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PexomenioBano: KoopauHallMOHHBIM COBETOM IO ob6iactu oOpa3oBaHus «3ApaBOOXpaHEHUE U
MEIUIMHCKUE HAyKW» B KaYeCTBE y4eOHOTO MOCOOUS JJIsl MUCIOJIb30BAHUS B YUPEKICHUIX,
peann3yoIuX OCHOBHBIE MPO(ECCHOHAIBHBIE MPOTPaMMBblI BBICHIETO O00pa30BaHUS I10
cnermanbHocTH 31.05.02 «Ilegmatpusi» (mporokon DKY DPI'AOY BO Ilepeweiiit MI'MY
nmenu W.M. CeuenoBa MunucrepcTBa 31apaBooxpaHeHust Poccuiickoil, ®denepanun
(CeuenoBckuii YHupepcuret). Perucrpanuonusiii Homep perenszun: 2803 DKV ot «19»
ceHTsiopst 2024 r.).

PeuensenTni:

Hertspes . H., a.m.H., mpodeccop, 3aMeCTHTENh IUPEKTOpa IO HAy4dyHOW padote
®denepalibHOE TOCYIapCTBEHHOE OIOKETHOE yupexkaeHue «HanumoHanbHbI MeIUIIMHCKUMA
HCCIIEIOBATENbCKUN LIEHTP aKyIIepCTBA, THHEKOJIOTUU U IEPUHATOJIOTUY UMEHHU aKaJleMUKa
B.M. KynakoBa» Munucrepcta 3a1paBooxpanenust Poccuiickoit @enepanuu

[Tamnypa A.H., a.M.H., mpodeccop, 3aBeayrOUUil OTAEIOM aIEProJOTHH U KIMHUYECKOU
nMMyHosiorun HaydHo-uccnenoBaresbCKuil KIMHAYECKUA UHCTUTYT NEAUaTPUU U JETCKOMN
xupyprun uMm. akanemuka fO.E. Benptumesa ®I'AOY BO PHUMY um. H.M. Iluporosa
Munsznpasa Poccun, ['11aBHBIA BHEIITATHBIA JETCKUNA CHEUUAIUCT aJIEProJIOr-MMMYHOJIOT
JA3M

ABTopbI: KopcyHckuii A.A., Jlazapes B.B., ®énoposa JI.A., Kopcynckuii U. A., Tyzankuna 1. A.,
[Iponeyc A.Il., AkcenoBa B.A., JlertsapeBa E.A., T'opaykoBa M. A., Konorununa A.U.,
Konpapukosa E.B., EpemeeBa A.B.

VYdeOHOe MmocoOHe CO3JaHO C IENbI0 TIOBBICHTH YPOBEHBb BBISBISIEMOCTH BpPOXKICHHBIX
OLIMOOK UMMYHHUTETA y JIeTeH, yIydlIUTh KaueCTBO OKa3aHUs MEIUIIMHCKON MOMOIIY NalueHTaM
C IepPBUYHBIMH UMMYHOZeQHUIIUTAMH Ha BCexX dTanax. Lleas mocoOust - Mo3HAKOMUTh y4Yaluxcs ¢
OCHOBHBIMM TpPHUHLUIAMHM OpIraHU3AlMM HEOHATAJbHOTO CKPUHMHIA, HACTOPAXMBAIOIIUMHU
MpHU3HAKAMA WMMYHOJIE(QUIIUTHBIX COCTOSIHUH, QJITOPHUTMOM MAapIIPYTH3AIlMH TTAlMEHTOB C
MOJIO3PEHUEM Ha NEPBUYHOE MMMYHOAE(PUIUTHOE COCTOSHHE IO pe3yibTaTaM HEOHATaJbHOI'o
CKPMHUHTA ¥ TIPH BBISBICHUH MMPU3HAKOB UMMYHOIE(UINTA HAa MEPBHYHOM Tpueme. B mocobumn
MPEJCTaBIeH KOMIUIEKC 00CIeI0OBaHUN B YCIOBHUAX MEIUIMHCKMX OpPraHU3alMid, peKOMEHAaluu
10 BEJICHHIO TTAllMEHTa C YCTAaHOBJICHHBIM JIMAarHO30M IEPBHYHOTO UMMYHOIehuIHTa. B yueoHOM
nocoOuu TaKke MpeJcTaBieHa WHpopMalMs, KOTOpas MOBBICUT YPOBEHb 3HAHUN MeIUaTpoB O
BPOXJICHHBIX OMIMOKAaX UMMYHHUTETA, YTO TIOBBICUT UX HACTOPOKEHHOCTh B OTHOIICHHH JTAHHOM
rpyMIibl 3a00J1€BaHUA.

JlanHoe yueOGHOe mocoOue HampaBieHO Ha (OPMUPOBAHHE U COBEPIICHCTBOBAHUE
JMAarHOCTHYECKUX M JIeYeOHBIX KOMIETEHIIMI 00yUaroMUXCsl B OTHOLICHUH JIETeH C BPOXKIEHHBIMU
omunOKaMi UMMYHHTETA.

YyebHOe mocoOue npeaHa3HavueHo JUIsl CTyIeHTOB, o0yyaromuxcs mno nporpamme 31.05.02
«IlenuaTtpus», cCOAEPKUT TaOIULIBI, TPaQUKU, KOHTPOJIBbHO-U3MEPUTENIbHbIN MaTepHall.

BpoxenHble oMok UMMYHHUTETA B pakTHKe Bpaya-neauarpa/Kopeynckuit A.A., Jlazapes B.B.,
®énoposa JI.A. u ap. — M.: [lonurpaduct u uznarens, 2024. — 77 c.

© Konnexrus aBTOpOB, 2024

© OI'AOY BO IIMI'MY um.M.M.CeuenoBa
MunucrepcTBa 3ApaBOOXPAHEHUS

Poccwuiickoit @eneparnun (CeueHOBCKUN Y HUBEPCUTET)



Yupexxaenne paspadoTumk. Kadeapa neAUMATpUM W JNETCKUX HWHOEKIIMOHHBIX Oose3Hen
Kinunnyeckoro mHcTuTyTa neTckoro 3a0poBbsi uMmenun H.®. ®dunaroBa T'AOY BO Ilepsbiit
MI'MY um. U.M. Ceuernoa MunszapaBa Poccuu (CedeHOBCKUI YHUBEPCHUTET),

l'ocynapcTBeHHOE OFOIKETHOE YUPEXKICHUE 3apaBoOXpaHeHH «JleTckas TOpoCcKas KIMHUIeCKast
oonpHuia Ne 9 umenu I'. H. Cniepanckoro [lenapramenTa 31paBooxpaHeHus Topoia MOCKBBD»Y

ABTOpPCKMd KOJUIEKTHB:

Kopcynckunii A.A .- a.M.H., mpodeccop, 3aBenyromuid kadenpor neauaTpur W JIETCKHUX
nHpexknnonHbix Oonesnerd KUJ3 um. H.®. ®unarora ®I'AOY BO Ilepsoeiiit MIMY um. U.M.
CeuenoBa MunzapaBa Poccun (CeuenoBckuii Yuusepcutert), [Ipesuaent 'bBY3 AI'Kb Ne 9 um. I
H. Crnepanckoro JlemaprameHnTta 3ApaBooXpaHeHUsi TI'. MOCKBBI, 3aciy>KeHHbIH paOOTHHUK
3apaBooxpanenust Poccuiickon denepanumn

JlazapeB B.B. — n.m.H., mpodeccop, nmpodeccop Kapeapsl NeAUATPUHN U JETCKUX WHPEKIIMOHHBIX
6onesneit KUJA3 um. H.®. dunatoBa ®I'AOY BO Ilepeiii MIMY um. M.M. Ceuenosa
MunszapaBa Poccun (CeueHOBCKMIT YHHUBEPCUTET), IJIaBHBIM BHELITATHBIA CHELUAIUCT IO
unpexkuronueiM 3aboneBanusam ['BY3 JIKB Ne 9 um. I'. H. Crnepanckoro [lemapramenta
3ApaBOOXpaHEHUS T'. MOCKBBI

®énopona JI.A. .- K.M.H., TOIICHT Kadeapsl MeauaTpun 1 JeTCKUX WH(MEKIMOHHBIX Oonesnerr KU /13
M. H.®. ®unaroa ®PI'AOY BO Ilepsoiit MI'MY um. U.M. CeuenoBa Munzapasa Poccun
(CeueHoBckMil YHUBEPCUTET), Bpay ajuieproyior- uMMmyHosior LlenTpa nerckoii ”MMYHOJIOTUH U
ameprojoruu I'bY3 JI'KB Ne 9 um. I'. H. Cnepanckoro [lenaprameHTa 3apaBOOXpaHEHUs T.
MOCKBBL.

Kopcynckniit . A. - 1.M.H., Bpay ajuieprojaor-uMMyHOJIOT.

Ty3ankuna U. A. - 1.M.H., npodeccop, rI1aBHbII HAYUHBIH COTPYIHUK Ja00paTOPUN BOCTIATICHUS
OI'BYH UnHcTuTyT UMMYHOIOTHH U (PU3HOJIOTHH Y PaJbCKOTo oTneneHus Poccuiickoi akageMun
HaYK, [TTaBHBIM BHEIUTATHBINA IETCKHUH CIENUAINCT — MMMYHOJIOT MUHHUCTEPCTBA 3/IpaBOOXPAHEHUS
CaepaiioBckoil obmnactu, 3aciny’eHHbIN AesTens Hayku Poccuiickoit ®enepanun.

Mponeyc A.Il. - n.m.H., podeccop, 3aBenyronuii Kadhenapoil UMMYHOJIOTUA W aJUIEPTOJIOTHH
HOYY JIIO «Beicmras MemuIIMHCKAs IIKOJIA», TJaBHBIA BHEIITATHBIA JETCKUM CIEIHUAIHCT
aJJIeproJor-uMMyHoJIOT MUHHCTEpCTBA 3ipaBoOXpaHneHrs MOCKOBCKOM 00acTH.

AxkcenoBa B.A. - 1.M.H., ipodeccop, 3aBeayroias OTAeIOM TyOepKyie3a y JeTeil U MOAPOCTKOB
OI'BY «HanmnoHanbHBI MEIUIIMHCKUN HCCIIETOBATEIBCKUN IEHTP (PTHU3MOMYJIbMOHOJIOTHH H
MH(EKIUOHHBIX 3a00eBaHui» Mun3apaa Poccun, Ti1aBHBINA BHEIITATHRIM JETCKUMA CIICIIUATUCT

— ¢ruzuarp Munszapasa Poccun.

Hertapesa E.A. - 1.M.H., mpodeccop, 3aBenyromas kKapeapoi TeTCKOW KapIUOJIOTHH ¢ KypcaMu
CEpIEYHO- COCYAMCTOM M DHJIOBACKYJSIPHOM XUPYPrHU BpOXKIEHHBIX IIOPOKOB CEpALA H
IIEPUHATAIBHON YJBTPa3BYKOBOM JMArHOCTUKH DakyibTeTa HENPEPHIBHOIO MEIUIIMHCKOTO
obpazoBanus Meauuunckoro nactutyta PYJIH, 3acnyxennslii Bpau Poccuiickoit @enepanum,

I'opaykoBa M.A. - k.0.H., Bpau- 1adopant 'Y 3 JII'Kb Ne 9 um. I'. H. Cniepanckoro /lenapramenTa
3ApaBOOXpPaHEHUS T'. MOCKBBL.




Kogornanna A.U. - K.M.H., TOIIEHT Kaeapbl NMEeIUATPUN U JETCKUX WH(EKIIMOHHBIX Oose3Hel
K13 nm. H.®. dunatosa PI'AOY BO Ilepssiit MI'MVY um. 1.M. CeuenoBa Munzapasa Poccun
(CeueHOBCKHI YHUBEPCHUTET).

Konnpukosa E.B. - x.M.H., IOIEHT Kadeapsl NeAUaTPUU U ACTCKUX MH(EKIMOHHBIX OOJe3HEH
KNN3 um. H.®. @unatora PI'AOY BO Ilepsriit MI'MY um. .M. CeuenoBa Mun3apasa Poccun
(CeueHOBCKMI YHUBEPCUTET).

EpemeeBa A.B. - n1.M.H., npodeccop kadenpsl neguaTpun U ASTCKUX MH(GEKIMOHHBIX O0Jie3Hel
KNN3 um. H.®. @unatora PI'AOY BO Ilepsriit MI'MY um. .M. CeuenoBa Munsapasa Poccun
(CeueHOBCKUI YHUBEPCUTET).
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Cnucok coxkpameHui

AI'T- arammarnoOyauHeMust
AT- aTakcusg-TeIeaHrnOdKTa3Us

BUMHC AKuHEO- BepTHKaIbHO- HHTETPUPOBAHHAS MEAULIMHCKAs MH()OPMAIIMOHHAS CUCTEMA
«AKy11epcTBO U rMHEKonorus» u «Heonaromorusn»

BUY- Bupyc umMmmyHO1e(UIIMTA YETOBEKA

BJIKH - BpoxaeHHass TUCHYHKITUS KOPHI HAIOYECYHHKOB
B3K - BocnanuresnbHble 3a00J€BaHUS KMILIEUHUKA

BOMWU - BpoxieHHbIEe OIMOKY UMMYHHUTETA

BIIC - BpoxIeHHBII IOPOK cepia

JIHK - ne3oxcupuOoHYyKIEMHOBAsI KUCIOTA

NMX — “MMyHOXUMHYECKUN METOJT

NDA — ummyHOohepMEeHTHBIN aHATU3

XKT- sxeny104HO-KUIIEYHBIA TPAKT

KHWH - xomOuHMpOBaHHBIN UMMYHOAE()ULIUT

MKSB - mexnyHapoaHas kiiaccupukanus 6oae3Hen

HIIA - HopMaTHUBHO-IPaBOBOW aKT

TN /1- nepBUYHBIA UMMYHOJEPHUIIAT

[MNJIC- nepBuyHOE UMMYHOAE(UIIUTHOE COCTOSIHUE
[TLIP — nonumepasHas uenHas peakius

PHC - pacuimpeHHbIl HEOHATAIBHBIN CKPUHUHT

CMA - ciuHasnbHas MbIIIeYHAst aTPOpHst

CIA - cunnpom du xopmxu

CH - cunnpom Hulimuren

TI'CK - TpaHCIUIaHTaMs TEMONIO3THYECKUX CTBOJIOBBIX KIIETOK
TKHWH - Tsbkenas KoMOMHUPOBaHHAS MMMYHHas HEIOCTAaTOYHOCTh

TMC — TanaeMHas Macc-CIEKTPOMETPHUS



I[THC- uenTpanbHas HepBHasl cUCTEMaA

OUA - meTon ¢uryopeciieHTHOr0O KIMMYHHOT'O aHAJIM3a C pa3peleHueM 10 BpeMEeHH
FOPA- roBeHUIbHBIN PEBMATOUAHBIN apTPUT

[HC- nenTpanbpHas HEpBHasA cucTemMa

ADA- aneHo3uHe3aMuHa3a

CD- xnacrep auddepeHInpoBKH

ESID- EBpomneiickoe cooOIIECTBO MEPBUYHBIX KMMYHOIS(DUIIUTOB
|g- umMmMyHOTTIO0YTMH

UIS- MexmyHapoIHBIN COI03 UMMYHOJIOTHIECKUX COOOIIECTB
KREC- xanmna-pekoMOMHAIIMOHHOE SKCIIU3UOHHOE KOJIBIIO
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BBenenue

B 2023 romy B Poccuiickoit ®enepanuu cTaproBaja IMporpaMma paciiupeHHOTO
HEOHATAJbHOTO CKPUHUHTAa Ha 36 HO30JO0TWH, B KOTOpPHIE BXOIAT W BPOXKIEHHBIC OIIMOKU
nmmynurera (BOW). B cBs3u ¢ 3TUM, OXUOAETCAd YBEIMYEHUE KOJMYECTBA BBISBICHHBIX
MAIMEHTOB C BpOXIEHHBIMU 3a0osieBaHusaAMHU. IIpukxazom MunHcTepcTBa 3paBOOXpaHEHUS
Poccuiickoit ®enepanmu Ne27u ot 21 ampens 2022 roga OOHOBIEH TMOPSIIOK OKa3aHUS
MEIULUHCKOW TOMOIIM MAlMEHTaM C BPOXXKIEHHBIMU H/HJIM HACJIEACTBEHHBIMHU 3a00JICBAHUSMHU.
Kak B mporpamme pacuimpeHHOI0 HEOHATaIbHOTO CKPUHHMHTA, TaK U B IIPUKA3€ O MOPSAIKE OKa3aHUs

MGHHHHHCKOﬁ INOMOIIN 3HAYUTCIBbHOC MCCTO 3aHUMAIOT IMAllMCHTHI C BpO)KILéHHbIMI/I omnOKaMu

UMMYHUTETA.
Bpoxnénnple  OomMOKM HMMMYHUTETa — TaKKE€ H3BECTHBIE KaK IIE€pPBUYHBIC
ummyHogepuuutel (IIMJ]) win nepsuunbie numMmyHonepuuutHsle coctostHus (IIMAC) — sto

00JIe3HU, PA3BUBAIOIIMECS B PE3yJIbTaTe TCHETUYCCKUX MYTAIlMd, TO €CTh OHHM TEHETHYCCKH
JEeTEPMUHUPOBAHEI. BOU HAMEIOT pa3zHooOpa3HbIe KJINHUYECKHUE NIPOSIBIICHUA,
XapaKTCPUIYIOIHUECA HE TOJIBKO XPOHHYCCKUMHU HIIN TAXKCIIBIMU I/IH(l)CKIII/IOHHI)IMI/I mponeccamu,
3a4aCTyr0 HIpPOTCKAOIHUMMU aTUIIMYHO, HO W AaYTOMMMYHHBIMH, ayTOBOCHAJIUTCIbHBIMHU,
aTronuueckumMu 3abosieBaHussMu. BOUW Hepeako COMpOBOXKIAIOTCS PA3ITUYHBIMH BpPOKICHHBIMH
IIOpOKaMHu pPas3sBUTHA, YTO MMPHUBOJUT K MHOBBIIIEHHON CKJIIOHHOCTH K Pa3BUTHIO onyxoneﬁ, a TaKXKE
Pa3BUTHIO OCIIOKHEHUN JTFOOBIX METUIIMHCKUX MAHUITYJIALUNA U3-3a peHapaTUBHbBIX HApyILICHUH.

I/I3BGCTHO, qTo BpO)KIIéHHI)Ie OILIMOKH HMMYHUTCTAa UMCHOT MHOXKCCTBO (1)€HOTI/IHI/I‘-ICCKI/IX
MacoOK W 4YacTO «MHUMHUKPHUPYIOT» TOJ Jpyrue 3abosieBanusi. HampaBienue B MeaMIIMHE,
3anumaromieecss BOU, moctatouHo mojionoe M CTpEeMUTENBHO pa3BuBaromieecs. Bcero ceifyac
HacuYMTHIBaeTCs 485 BPOKIECHHBIX OMIMOOK UMMYHHUTETA. [[eO0T KITMHUYECKUX MPOSIBICHUI MOXKET
MIPOUCXOIUTH B IFOOOM BO3pacTe.

HccnenoBanusi, MpOBEAEHHBIE Pa3IWYHBIMU YUYEHBIMH, IIOKA3alHM, YTO BPOKICHHBIE
OITMOKY UIMMYHHUTETA MOTYT OBITh OOJiee pacpOCTpaHEHHBIMU, YEM MIPEINONIarajJoch paHee, 1 4To
MIPU PACCMOTPEHUH BCEX TUNOB U pasHoBUAHOCTe BOU MoryT 3arparuBats 10 2% HaceneHus.

CoBeplLIEHCTBOBAHUE MOJIEKYJIIPHOM JIMarHOCTUKM M BHEJIPEHUE WHHOBALIMOHHBIX
METOJIOB JICUCHUS MPUBENH K JTy4lIeMy MOHUMAHUIO (QYHKIIMOHUPOBAHUS UMMYHHOUH CHUCTEMBI, a
TakKe K yIy4YlIeHHIO KaueCcTBa KU3HU Ttojei, xkuBymux ¢ BOU. Oanako, paboTa 1o MOBBIIICHUIO
OCBEJIOMJICHHOCTH MEIUIIMHCKUX PAOOTHUKOB M IIUPOKONH OOIIECTBEHHOCTH O BPOXKICHHBIX
OIMOKaX UMMYHHUTETA OCTAETCS CII0KHOM, HO HEOOXOMMOM 3a/1aueii BO BCEM MHUpE.

N3-3a OTCYTCTBUSI HACTOPOKEHHOCTH OTHOCHUTEIBHO ATUX IMATOJOTUM, MalM€HTaM C
JaHHBIMKA  OOJIE3HSIMU TPUXOIUTCS TIPEOJONIeBATh UIMTEIbHBIA JUATHOCTHMYECKUN TOWCK,
MPEIIeCTBYIONINN OKOHYATEeNbHOM Bepudukanmu nuaraosa. OCioKHeHHs TeYeHHs 3a00IeBaHMi,
KOTOpBIE TOTy4YaeT OOJIBHON BO BPEeMS JAIUHHOTO AUArHOCTUYECKOTO MYTH, 3a4aCTYI0 CTAHOBSITCS
HeoOpaTUMBIMU, HECMOTPS Ha TPOBOAMMOE JIEYEHHE, KOTOPOE€ MOMKET He SIBIATHCA
MAaTOTEHETHYECKH 0OOCHOBAHHBIM, a 3HAUYUT MeHEe (D (HEKTHUBHBIM.

CBOEBpeMEHHOE BBISIBJICHUE TAKUX MAILIMEHTOB — KIIIOUEBas 3aja4a JJis NpeJOTBPaIleHUs
HWHBAJIMJU3alUU U JICTAJIBHBIX UCXO0B, TIO3TOMY MI/IpOBOI\/JI HpaKTHKOﬁ JJI1 paHHCTO BBIABJICHUS U
CBOEBPEMEHHOTO JICUCHHUS SBJISIETCS CO3J[aHKEe MPOrpaMM CKpuHHUHTra. PasHooOpaszue cuMITOMOB,
PEIKOCTh 3TOW NATOJIOTMM, HU3KAas OCBEAOMJIEHHOCTh M HH3Kasg HACTOPOXKEHHOCTh Bpauei

NPpUBOIAT K TOMY, YTO TAKHUC MAINUCHTLI OUCHBb IUIOXO BBIABJIAKOTCA, rOgaMH KUBYT C OPYTI'UMU
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nuarHosamu. B Poccun cpegnee Bpemsi OT MOSIBJIEHUSI CUMIITOMOB JIO MIOCTAaHOBKH MPABUIIBHOTO
JIMarHo3a MOKET COCTaBJIATh OKOJIO JECSATH JIET.

Esxeroninast posx/1aeMoCTh JIeTei ¢ BPOXkKACHHBIMH OIIMOKAMU UMMYHHUTETA COCTABIISIET HE
MeHee | Ha 16—17 ThIC. HOBOPOXKAECHHBIX, HO OHA 3HAYUTEJIBHO OTJIMYAETCS ISl OTACIBbHBIX
HO30JI0TUH U pa3nuHbIX peruoHoB P®. [{udpa moxer ObITH OoJiee 3HAYUTEIHHOW B PETHMOHAX,
HMMEIOIIUX BBICOKYIO YaCTOTY KPOBHOPOJCTBEHHBIX OpakoB. TeopeTrueckas paclpoCTpaHEHHOCTb
BCEX BO3MOXXHBIX OO0JI€3HEH, CBA3aHHBIX C BPOXKIACHHBIMU OIIMOKAMHU HMMMYHUTETa, MOXKET
nocruratb 2% HaceneHus. Bo MHOrmx cCTpaHax [0 HACTOSIIEr0 BPEMEHU COXPAHSETCS
CYILIECTBEHHAs] TUIOJUMArHOCTHKA TMEPBUYHBIX HMMMYHOAE(DUIIUTOB, 3HAYUTENbHAS 3aJlepiKKa
CPOKOB IIOCTAHOBKHM JIMarHo3a M BBICOKAas CMEPTHOCTb CpeAu MalueHTOB. MUHHUMalIbHAS
netanbHOCTh Npu BOU cocraBnsier 4-5,5%, nHaubosiee BbICOKas — B TpyMIe JeTeil paHHEro
Bo3pacta. B P® pacnpocrpanennocts BOU B 5-6 pa3 ycrynaer cpeanum uudpam B EBpore,
CJIeI0BATEIbHO, MHOKECTBO ManueHToB ¢ BOW He MeroT MpaBUIbHOTO JUArHo3a U HE MOJy4aroT
MaTOre€HETUYECKOU Tepanuu.

B nannom yuebHOM mocoOuu npeacTaBieHa nH(opManus 1S CTYIEHTOB CTapIINX KYypPCOB
YHUBEPCUTETOB U (haKyIbTETOB MEAULIMHCKOTO PO 0 paHHEMY BBISIBICHHUIO, TUarHOCTHUKE U
BEJICHUIO MAI[MEHTOB C BPOXKAEHHBIMH OIIMOKAMU UMMYHHTETA.
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YACTD 1. HeonarajibHbIii CKPUHUHT

1.1 Kak u korjaa nosiBHJICS HEOHATAJIbHbII CKPUHUHT

Bpoxzaennsle W HacleACTBEHHBIE 3a00JIEBaHUS MOTYT CTaTh TNPUYMHOW CEPbE3HBIX
npobieM CO 3I0pOBbEM M JaXe JeTaIbHOTO HCXoda. XOTS MO OTACIBHOCTH YacToTa
HACJIEICTBEHHBIX 3200JIeBaHII OTHOCUTENILHO HEBEJIHMKA, B COBOKYITHOCTH UX PaCIPOCTPaHEHHOCTb
cpenu HacelneHHs MoxeT pocturatb 6%. I[Ipu 3TOM OueHb YacTO NPaBHIBHBIM JHAarHo3
yCTAaHABJIMBACTCS YK€ Ha TSHKEJIOW WM JEeKOMICHCUPOBAHHOW CTaauu 3a00JeBaHus, B pAJe
CllyyaeB HACJIEACTBEHHAs MATOJIOTHUs BOOOIIe He AMarHOCTHpYyeTcs. OQHAKO OOJBIIMHCTBO TaKUX
[IATOJIOTUH MOAJAIOTCS JIEUEHUIO U HE YCIEBAIOT IPUUMHUTH BPEJl, €CIIM IUarHOCTUPOBATh UX KaK
MO>KHO paHbllle, €lle 10 IOSBJIECHUS MEPBbIX CUMNTOMOB. JlJI1 3TOr0 CyIIECTBYET IpoLeaypa
HEOHATAJILHOTO CKpUHUHTA. MaccoBoe o0ciieoBaHue (CKPUHUHT) SBISETCS CaMbIM (P (PEKTHBHBIM
CIIOCOOOM BBISBIICHHS HanOoJIee pacpoCTPaHEHHBIX HACIICACTBEHHBIX 3a00JICBAaHUH.

[Tonstne ckpuHuHT BrepBble chopmynupoBana komuccus CIIA 1o XpoHHYECKHM
3a0oneBaHusAM. OJT0 mnpom3ounuio B 1951 romy. CKpUHHMHIOM Ha3BajdM WACHTH(PHUKAIHIO
HEPACIO3HAHHOTO 3a00JIeBaHUs WU Je(eKTa C TOMOIIBI0 TECTOB U APYTHX JIETKO BBIMTOJIHUMBIX
JUarHOCTUYECKUX MPOLETYP.

HeonaranpHplil CKpUHUHI B €r0 HBIHEIIHEM BMJIE€ MOSBWJICS Jajeko He cpasy. Kparko
pacckakeMm O TOM, KaK COBEPILIEHCTBOBAJICS ATOT METOJ] 00CIIEJOBAHMUS.

. 1934 r. — Hopsexckuii Bpau MBap AcOobepH PeIuHT OTKPbUT (PEHUIIKETOHYPHUIO,
0oOHapy>KUB B MOYE J€TEH C pa3BUBAIOIICHCS YMCTBEHHON OTCTAIIOCTHIO TIOBBIIIEHHOE COJIEPKAHHE
(EeHMINMUPOBUHOIPATHOW KHCIOTHI. DTy KHCIOTY OH ONpEAeNsa NpU MOMOIIM XUMHUYECKOU
peaxkiuuu, KoTopast mojyuusia HazBanue «mpoba deminnray;

. Hayano 50-x rr XX Beka — Hemenxwuii neauatp Xopct bukkens pa3paboTan MeTos
JeyeHust GEHUIIKETOHYPUH C TIOMOIIBIO JUEThI, KOTOPask OrpaHUYUBaIa MOCTYIJICHHE B OPraHU3M
¢denunananuna. [Ipuyem nuera 6bu1a 6osee 3(hheKTUBHOM Ha paHHEN cTaauu 3abosieBaHUs, ellle
70 TIOSBJCHHS CHMIITOMOB. B CBsI3u ¢ 3TUM BO3HHUKJIA HEOOXOAMMOCTh JIMAarHOCTUPOBATH
(EHUITKETOHYPHIO KaK MOXKHO paHbILIE,

. Havyanmo 1960-x rr — amepukaHnckuii MukpoOuonor Pobept ['atpu uzobpen
71a00paTOPHBIM IKCIPECC-TECT, CHOCOOHBIH BBIABUTH (DEHUIKETOHYPHUIO MO Karule KpoBU. OTO
(aKkTHUECKHU CTaJ0 HayaJloM HEOHATAJIbHOTO CKPHUHUHTA;

. 1969 r — Bcex HOBOpOXJIEHHBIX B I'epmMaHuu cTamu oOcieoBaTh Ha HalU4ue
¢benunkeronypun no mMerony ['arpu. Crmcok 3a001€BaHU MOCTOSIHHO PACIIUpPSIICS, HAIPUMED,
BCie] 32 (PEHUIIKETOHYPHEN B HEro OblIa BKIIIOYEHA TalaKTO3eMUs,

. 1993 r — B Poccuu BiepBbIe cTany NPOBOJANUTE HEOHATAIBHBINA CKPUHHMHT, KOTOPBII
Ha TOT MOMEHT BKJIIOYaJl BCETO JIBa 3a00JeBaHUs: (PEHUIKETOHYPHIO U BPOXKICHHBIM THIIOTHPEO3.
OT0 cTaj0 NEPBBIM ATANOM PAa3BUTHS JaHHOTO IUAarHOCTUYECKOIO HAIIPABJICHUS B HAIIEH CTpaHE.

HeoHnaTanpHblif CKpUHUHT — UCCIIEIOBaHHUE, TPOBOIMMOE B TIEpBBIE THU KU3HHU peOCHKa,
ABIISIETCSA caMbIM 3(()EKTUBHBIM U3 CIIOCOOOB BBISIBJICHUS HACIEICTBEHHBIX 3a00s1eBanuil. IMeHHO
HEOHATAIbHBI CKPUHUHT MO3BOJISIET BBIIBUTH MaKCHUMAaJbHOE KOJMYECTBO 3a00JIeBaHUM elle /10
MOSIBJIEHUSI TEPBBIX CUMITOMOB. BOBpeMsI MOCTaBIEHHBIM AMArHO3 M Ha3HAUYEHHOE JICUEHME, B
CBOI0O OYe€pelb, CIOCOOHBI OCTAHOBUTH pPa3BUTHE TSKENBIX MPOSBICHUN, BEAYIIUX K

HWHBaJIMAU3alluU.

11



HeonaranbHblll CKpUHUHT, HAQUUHAETCS B POJMIBHOM JIOME: Y KaKJI0TO HOBOPOXKIEHHOTO
OepeTcsi HECKOJIbKO Karlellb KPOBU U3 MATKU Ha CIelUaIbHbIA TeCT-0aHK, KOTOPBII HalpaBiIseTcs
B CIEIUAIU3UPOBAHHYIO TaOOPATOPHIO 7Sl IPOBEACHUS UCCIIEI0OBAHUSI.

B Poccuiickoit ®@eneparmu 10 2023 roga oO0s3aTeNbHBIA MAacCOBBIM HEOHATAJIbHBIM
CKPUHHUHI TIpeAroyiarayl BbISIBJICHHE 5 HACJIEICTBEHHBIX 3a0oyieBaHUi: (DEHUIIKETOHYPUS,
BPOKJCHHBI TUIOTUPEO3, BPOXKACHHAS AUCPYHKLIUS KOPHI HAIANOYEUHHUKOB, TajlaKTO3EMHs,
MYKOBUCIIH103.

C 01.01.2023 Bctynuin B cuiy Ipuka3 MuHHCTEpCTBa 3/ipaBooxpaHeHust Poccuiickoii
Oenepanun Ne 2741 ot 21.04.22 1. «O0 yTBEepKACHUHU TOPSIKA OKa3aHUS METUIIMHCKOW ITOMOIIH
ManueHTaM ¢ BPOXKJIEHHBIMU M (WJIM) HACTEACTBEHHBIMH 3a00JIEBaHUSMU», COTJIIACHO KOTOPOMY
HEOHATAIBHBIM CKPHUHUHI Ha Bcel Tepputopuu Poccuiickoit denepanum pacmmpsercs n1o 36
HO30JIOTUH, BKJIIOYas TPYNIy HWMMYHOJOTHYECKHX 3a0ojeBaHMil, BoBiekarommx T- u B-
JTUM(OLIUTEI.

B nokymeHTe roBOpUTCS, KaKH€ BUJIBI METUITMHCKOM MOMOIIY JAOCTYIIHBI 3TOM KaTeropuu
MAlMEeHTOB M KaKhe MEIUIIMHCKUE OpraHu3allid MOTYT 3Ty IMOMOIIs Oka3biBaTh. B Ilpukase
MIEPEUYUCIICHbI MAaTOJIOTMH, KOTOPBIE JUATHOCTHPYIOTCS B paMKax HEOHATAJIbHOTO CKPUHHHTA, H
yKa3aH MOPSA0K MPOBEACHUS 3TOro uccienoBanus. B wactnoctu, B [Ipukase onucano, kak Opartb
KpOBB Ha aHalln3, Kak 0pOPMIIATH HAIlpaBJICHWE HA CKPUHUHT U TecT-0IaHK, KaK JeHCTBOBATh MPU
MOJIOKUTETIFPHOM W OTPHUIATEIbHOM pE3yJIbTaTe MEepPBOTr0 HCCIeAO0BaHUA. B MOKyMeHTe Takxke
W3II0KEH aJTOPUTM METUIIMHCKOM MOMOIIU JETSM, Y KOTOPBIX BBISBUIN HACIEACTBEHHOE W/WIIU
BpOKIeHHOE 3a00eBanue. MM JOCTYMHBI Bce BUABI TIOMOIIH, B TOM YUCJIE€ BEICOKOTEXHOJIOTUYHASI.

B cootBerctBum ¢ mnpukazom MunzapaBa Poccum Ne274n ot 21.04.2022 «OG6
yTBepxkaAeHun [lopsiaka oka3aHuss MEAUIIMHCKOW MOMOIIM MAllMeHTaM C BPOXIACHHBIMHU U (WJIH)
HACJIEICTBEHHBIMU 3a00JIeBaHUSMUY», CKPUHUHT HOBOPOXKJIEHHBIX MOJpa3fensercs Ha 2 BUIA:
HEOHATaJbHBIN U paclIMpeHHbII HeoHaTanbHbl ckpuHUHT (PHC).

HeonaranpHbIl CKPUHUHT TPOBOAUTCS HA CIEAYIONUE 3a00IeBaHUS:

o ¢penumnkeronypus (MKB-10 E70.0; MKB-11 5C50.00);

o BPOXKICHHBIN runotupeo3 ¢ aupdys3upim 3000m (E03.0; 5A00.00);

o BPOXKICHHBIN runotupeo3 6e3 300a (E03.1; 5A00.01);

° KHCTO3HBIN (prubpo3 HeyTouHeHHBIH (MyKkoBuciuao3) (E84.9; CA25.2);

o HapylieHue oOMeHa ranaktossl (ranakrosemusi) (E74.2; 5C51.40);

o aJIpEHOT€HUTAIIbHOE HApyIIEHWE HEYTOUYHEHHOE (aApEHOTE€HUTAJIbHBIN CHHIPOM)
(E25.9; 5A71.2);

. aJIpeHOTCHUTANIbHBIC HapyIICHUs, CBsi3aHHbIe ¢ jaedpurmuroMm ¢epmentoB (E25.0;
5A71.01)

Pacmmmpennsiii  HeonatanbHblii  ckpuHuHr (PHC) Hapany ¢ BbllleyKa3aHHBIMU
BPOX/IEHHBIMU U (MJIM) HACJIEACTBEHHBIMU 3a00JIEBAaHUSMH ITPOBOIUTCS ISl BBISBICHHS:

o HEJI0OCTaTOYHOCTH JPYTHX YTOUHEHHBIX BUTaMUHOB rpynmsl B (ES3; 5B72);

o HEJOCTAaTOYHOCTU CHHTETa3bl ToJIoOKapOokcuiaa3z (HEeAOCTaTOYHOCTh OHMOTHHA)
(E53.8; 5C50.E0);

. npyrue Buasl runepdenmtanannaemun (E70.1; 5C50.0Y);

o HapyiieHust oOMeHa Tupo3uHa (tuposunemus) (E70.2; 5C50.11);
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. 0OJIE3HH C 3aMaxoM «KJICHOBOTO CHpOIa» Mo4M (0O0JIE3Hb «KJIEHOBOTO CHPOIIa)
(E71; 5C50.D0);

o JIpyTUX BUIOB HApyNICHUH OOMEHa aMUHOKHCIOT C pa3BETBICHHOW IICTIBIO
(mporimonoBast amaemust) (E71.1; 5C50.E0);

o HapyuieHus: oomena sxupHbix kuciot (E71.3; 5C52.01);

o HapylieHus: oOMeHa cepocoAepsKalluX aMHHOKHCIOT (romouuctunypus) (E72.1;
5C50.B);

o HapyuieHus: ooMena 1ukiaa moyeBunsbl (E72.2; 5C50.A2);

. HapyIeHuss oOMeHa au3uHa u ruapokcuusuna (E72.3; 5C50.4);

o JICTCKOW CIHMHAIBLHOM MbImeyHod arpoduu, I tun (Bepauura-I'opdmana) (G12;
8B61.2);

o JPYTHX HACJICJCTBCHHBIX CIIMHAIBHBIX MbIIeYHbIX atpoduu (G12.1; 8B61.2);

. nepBuuHbIX UMMyHOAeuuToB (D80-84; 4A00—4A01) u 1.1.

HeonartanbHblil CKpUHUHT TPOBOJUTCS C LEIBIO BBISBJICHHUS HACJIEICTBEHHBIX OoJie3HEH
oOMeHa BEIIECTB - TPyl TEHETHYCCKUX 3a00JICBaHUMA, IPU KOTOPBIX MPOUCXOJISAT HAPYIICHUS B
OMOXMMHYECKHX IPOIeCcCax M MOPAXKATCS PA3IMYHBbIC CHCTEMbI U OopraHbl. [Ipu OonbIIMHCTBE
HAaCJIEACTBEHHBIX 0OJIe3HEW 0OMEHa BEIIECTB ISl JICUCHUS MIPUMEHSIOT TUETOTEPANNIO, KOTOPYIO
HE0OXO0IMMO Ha4aTh KaK MOYKHO paHbIIIe, YTOOBI COXPAaHUTh 3JJOPOBhE PEOCHKA.

OcHoBHasI 11T CKPUHUHTA — HE MTPOCTO 0OHAPYIKUTH IMATOJIOTHIO, & KAK MOXHO OBICTpee
HaYaTh JICYCHHE, 4TOOBl PEOCHOK MOT HOPMAlbHO PAacTH M pa3BUBaThCA. KpaTko pacckaxem,
MOYeMy BO3HHUKAIOT W YeM OIMacHbl 36 3a00JIeBaHMI, KOTOPHIE MOXKHO BBISIBUTH B IPOIIECCE
HCCIIEIOBaHUS.

DEeHUIKETOHYpUsIT — HapylleHne OOMeHa aMHHOKHCIIOT, W3-3a 4Yero B OpraHu3Me
HaKaIljauBaeTcsl (eHWIATaHWH M TOKCHYECKHE MPOAYKTHI €ro pacmajga. ITo BiedeT 3a coOoif
nopaxenne IHHC wu pa3zButue yMCTBEHHOH OTCTasiocTH. 3a0oyieBaHHE JieyaT C IOMOIIBIO
CIIELIMAIBHON JUETHI.

BpoxaeHHBI THTIOTUPEO3 — COCTOSTHUE, KOT/Ia MIMTOBUIHAS Kejie3a HE BhIpaOaThIBAET
TOPMOHBI TUPOKCUH U TPUUOATHUPOHWUH WIIA BHIPAOATHIBAET UX B HEJOCTATOYHOM KOJUYECTBE.
[IposiBeHUs1 TUMOTHPEO3a: OTCTABAaHUE B YMCTBEHHOM M (DM3WYECKOM pPa3BUTHUU, HUZKUH POCT,
nedopmarusi Kocteld yeperma. Ha ceromHsimmHWil 1€Hb, CBOCBPEMEHHO HAarHOCTHPOBAHHBIN
TUTIOTHPEO03 XOPOIIIO MOIaeTCSI TOPMOHATIBLHOM TepaIuH.

MyKOBHCIIHI03 — T'€HETUYECKH 00YCIOBJICHHOE HapyIlIeHUE B paboTe Jkelie3 BHyTpeHHEH
CeKpelHH, OoJbllle BCEro CTPaJalOT OpraHbl AbIXaHMS U TMOKETyJouHas >kenes3a. 3a0ojieBaHue
4acTO OCTOXKHsIETCS MHPEeKusIMu. TsHKecTh MyKOBUCIIHI03a M €r0 (POPMBI MOTYT OBITh Pa3HBIMH,
HO 0e3 JleueHus1 OONBIMMHCTBO OOJIBHBIX YMUPAET B IETCKOM BO3pacTe, TOTJa KaKk CBOCBPEMEHHAs
JMArHOCTHUKA M TePAITHsl IO3BOJISIOT 3HAYUTEIHHO YBETUIUTH TPOJOIKUTETHHOCTD KU3HHU.

[Nanakro3zemuss — HapylleHHe NIpeoOpa3oBaHUsl TallakTO3bl B TIIOKO3y. [‘amakrosa
HaKaIUTMBAETCsl B OPTaHU3Me U BBI3bIBaeT MHTOKCHKaIUIO ¢ mopaxeHueM JKKT, opranos 3penus u
HEpBHOU cucTeMbl. J{J1s1 MpOPUIAKTUKHN OCIOXKHEHHUI HY)KHA CTpOrast TueTa.

AJpeHOTeHUTATIbHBIA CUHIPOM, WM BPOXKACHHAS AUC(HYHKIMS KOPHI HAAMOYEUHUKOB
(BAKH) — mnapymenue BbIPaOOTKH CTEPOUIAHBIX TOPMOHOB. BOJIBHBIC TOJKHBI TOKU3HEHHO
MIPUHUMATh TOPMOHAJbHBIE IpenapaThl. be3 JedeHHs y MauueHTOB MOXKET pa3BUThCA OCTpast
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HAJMOYEUYHUKOBAs HEJOCTaTOYHOCTh, OecIuionue, S3Hype3, YacThle MH(EKIHH MOYEBBIBOASILINX
MyTEeH, pacCTpONCTBA JIMYHOCTH.

[TonrHOMY W3MIEYEHHIO 3TOT CHHIPOM HE MOJJAeTCs, HO €ro MOXHO Jep>KaThb MOJ
KOHTPOJIEM IIPH MOMOIIIM TOPMOHAIBHON Tepanuu.

Jedunur  OMOTMHUAA3bl —  HAcleACTBEHHOE  3a0oyieBaHME,  CBA3aHHOE C
HEZ0CTaTOYHOCTHIO 3P dexToB BuTamuHa B7, min 6uotuna. bonesHs mposBisieTcs: MitaieH4ecKon
SIUIIETICHEH, KOTOpasi HEe MOAJACTCs] MEIMKAMEHTO3HOM Tepanuu, yXyALIEHUEM 3peHUs U CilyXa,
MBIIIICYHON THIIOTOHUEH U 3aJ€PKKOM (PU3HUECKOro pa3BUTHA. JIedeHne — MOXU3HEHHBIN MTPUEM
OMOTHHA U MPEnapaToB [ MPEAYPEKICHUS CYJOPOKHBIX TPUCTYTIOB.

HenocratouHocts OnoTnHa — 3a00JieBaHUE, CBS3aHHOE C HapyLICHHMEM MeTa0oiu3Ma
o6uotuna. [IposiBnsieTcs cyioporamMu, THIOTOHUEHN MBIIIL, TOPAKEHUSIMU KOXKU. JleueHne — npuem
npernapaToB OMOTHHA.

Hedunur cunTeza OuonTepuHa U JAeDUIUT peaKTUBAMM OHONTEpPHUHA — DPEIKHe
3a00NieBaHus, MPHU KOTOPBIX HapylIaeTcs CUHTE3 Ao(aMHuHAa W CEpPOTOHMHA. Y JeTell C 3TOoi
naToJioruei HaOMroAaeTcsl HU3Kas Macca Tella MpU POKIESHUH, TPEMOP, TUIIOTOHUSI, THIIOKUHE3US 1
IIJIOXO€ COCaHue. 3aiepKKa pa3BUTUs CTAHOBUTCSA 3aMeTHA B Bo3pacte 4-6 mecsues. Ee npusHaku:
HECIOCOOHOCTh YAEPKUBATh TOJOBKY, COHIIMBOCTh, Pa3ApaKUTEIbHOCTD, 3aTPyIHEHUE TJIOTaHMUS,
M30BITOYHOE CIFOHOTEUEHUE, HEOOBICHUMOE MOBBIIICHUE TEMIIEPATYPhI, CYA0POKHBIC MPUTIAIKH.
Jleuenue — 3amMecTUTENbHAS TepaNus U IMeTa C OrpaHuYeHrueM (eHuTaIaHnHa.

Tuposunemus | Tuma uam rematopeHaiabHash TUPO3UMHEMHUS — pelKoe 3aboyeBaHUe,
KOTOpO€ CBsI3aHO ¢ JAeuiuToM (QymMmapuianeroaneraT ruaponassl. [Ipu 31Ol maronoruu
MOpa)KkaeTcs MeYeHb, IOYKU, HEPBHAS U CKEJIETHO-MbIIIeUHas cuctema. OCHOBA JICUEHHS] — JueTa
0e3 Tupo3uHa U (PeHHUITaTaHNHA.

Jleitao3, i OOJE3Hb «KJIEHOBOTO cupomay. IlaTonmorus cBsizaHa Cc HapylIeHHEM
MeTabonr3Ma aMUHOKHCIIOT JIeHIIMHA, H30NeiInHa, BanuHa. Yaie BcTpedaercs Tsokenas popma
3a005eBaHuUs, KOTOpas MPOSIBISETCS] OCTPOU MilajieHuecko sHIedanonaTiei. Jleuenue BKiItoyaeT
MEIMKaMEHTO3HYIO U JUETOTEPAHIO.

[IpormmoHoBas anuaeMusi W METWIMAJIOHOBas alUJIeMHUs — HapylieHuss oOMeHa
AMUHOKHCIIOT: M30JIeHIIMHA, BAJIMHA, TPEOHUHA U METHOHHMHA. [IpOABISIOTCA OTKa3oM OT MUY,
pBOTOH, moTepeit Beca, 0O6e3BokUBaHUEM. [leTn 10 6 MecsleB MOJDKHBI MOTy4YaTh CHEIUAIbHOE
MUTAaHUE BMECTO IPYJHOTO MOJIOKA U OOBIYHBIX CMeceil. A JneTsM cTapiie 6 MecsIieB
MIPOTHUBOMOKA3aHBI MIPOYKTHI C OOJIBIIUM COJEpKAaHUEM OeKa.

N3oBanepuanoBas anuaemMuss — HapylieHne oOMeHa aMHHOKHCIOT. CompoBOXKAaeTcs
MeTabOIHMYeCKUMU KPU3aMU C TOITHOTOM, PBOTON M CyJIOpPOTaMHU, KOTOPHIE HY)KHO KyIHPOBaTh B
cranmonape. IlarenTaM Ha3zHa4arOT Mpenaparhl KApHUTHHA W TIUIMHA, JeuyeOHble cMmecu. B
JalbHEUIIIeM IMOKa3aHo MOCTOSTHHOE HAOII0IeHUE Y Bpada-TieinaTpa U Bpaya-HeBpOJIora.

Hapymienus: okucieHus ;KUPHBIX KUCIOT — 3a00JIeBaHNs, BRI3BAHHBIE OTCYTCTBUEM WITH
nepuuToM GEpPMEHTOB IJIsl PACIIEIUICHHs KUPOB, UYTO BBHI3BIBACT 3aJIEPKKYy pa3BUTHSA. Bcem
MalUeHTaM HY>KE€H WHJMBUyalbHBIA PAllMOH, KyJa BKIIOUYAIOT CIEIUAIU3UPOBAHHBIE CMECH C
KUPOBBIMU KOMIIOHEHTAMH.

3-TUAPOKCU-3-METHITIIyTapOBasi ~ HEJOCTATOYHOCT —  PEIKOEe  HACIIEJCTBEHHOE
3a00/leBaHNEe, KOTOPOE BBI3BIBAET BBIPAKEHHBIM alUI03 W TUIOTIUKeMUto. [l nedeHus

MNPUMCHACTCA AUCTA U JICKAPCTBCHHBIC MTPCTIApPaThHI.
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bera-keroTHoNa3Has HEAOCTATOUHOCTh — COOIl OOMEHA BEIECTB, KOTOPOE MPOSIBIISETCS
HEBPOJIOTUYECKMMHM HApyLICHUSAMM, PBOTOW, BSUIOCTbIO, HApyLICHHMEM CEPIAEYHOIO pUTMA,
KapAMOMHUOIATHEN, OTCTABAHUEM B IICHXOMOTOPHOM pa3BUTHH. OCHOBA JICUEHUS — JUETA.

[lepBuyHas KapHUTHHOBAs HEAOCTATOUYHOCTh — HACJEICTBEHHBIN NeeKT TpaHcmopra
KapHUTUHA. [Ipu 3TOM COCTOSIHMM yXyALIAeTCs MbIILIEYHbIH MeTabonu3M. s jedeHus panuoH
namueHTa odboramarT L-kapHUTHHOM.

HenocraTouyHOCTh KapHUTUH-NIAIBMUTOMITPAHCEpa3bl, TUI | — HapyIeHue TpaHcopTa
KHUPHBIX KUCJIOT. 3aboieBaHue IPOTEKaeT B BHJE OCTPBIX META0OJIMUYECKUX IMPUCTYIOB C
CyZlOpOTraMH, pBOTOM, OTKa30M OT eAbl. Tepanus — nuera ¢ BBICOKMM COAECPKaHUEM YITIEBOJOB U
YKUPHBIX KHCJIOT ONPEICIEHHOIO BUA.

HenocratouHocTs KapHUTHH-AILMUTOMIITPaHChepasbl, Tl Il — penkoe 3aboneBanue,
CBSI3aHHOE C HapyIlIEHUEM TPaHCIOpTa KUPHBIX KUcIoT. CymecTByeT Tpu (HopMbl 3a00€BaHUS:
HeoHaTallbHas1, UHpaHTUIbHAs U B3pocias. Hanbosee onacHoO cuuTaeTcst HeoHaTalbHas (opMa.
Jleuenue 3aboseBaHus MIPEIOIAraeT JUETy C BBICOKUM COJIEpKAaHUEM YTIJIEBOIOB U J100aBICHUEM
CPEIHELENIOYEUHBIX KUPHBIX KUCIIOT.

HenocTaToyHOCTh KapHUTHH-ALWIKAPHUTUH TPAHCIOKAa3bl — HAPYLIEHUE OKUCIICHHUS
KHUPHBIX KUCIOT, KOTOPOE OOBIYHO COIIPOBOKAAETCS TSAXKEION THIIOTIMKEMUeH, KapIMOMUONIaTUEH
u/unn aputMmueil, AucyHKIMEN IedeHHu, Ca0OCThIO0 CKEJIETHBIX MBI M 3HIedaronaTuen.
Heo6xo11uMo 1osiHOE UCKIIIOUEHHE TOJI0IaHus U JUETa.

['omonucTuHypusi — 3a0o0JeBaHME BBI3BAHO HapylIeHHEM OOMEHa He3aMeHUMOMN
aMUHOKHCIIOTBI METHOHMHA. B pe3ynbrare B OpraHu3Me IOBBIIIACTCA YPOBEHb aMHHOKHUCIIOTHI
TOMOIIUCTEHHA, YTO MOKET NPHUBECTH K MOPAKEHUIO MHOTMX OPraHoB U cucTeM. CHMITOMBI:
AeGUIUT Macchl Tena, pa3fApakUTENbHOCTb, MIAKCUBOCTH, JedopManus KOHEYHOCTEH, Mo3/Hee
3aKpBITHE POAHMYKA. PEKOMEHIyeTCs QUEeTOTEpalus CO CIELUAIU3UPOBAHHBIMU INPOAYKTaMHU,
KOTOPBIE HE COEPKAT METUOHHH.

[{utpyuinHeMusT — HapylleHue OOMEeHa MOYEBHMHBI C HM30BITOYHBIM HAaKOILJICHUEM
aMMHUaKa B OpraHusMe. Y MIIaJCHLEB aTOJIOTUs MPOSABIIAECTCS HEBPOJIOTHYECKUMH HAPYILIECHUAMU
(COHIMBOCTB, CYJIOPOTH, YTHETEHHE CO3HAHU), 3a/IeP’KKOM ICUXOMOTOPHOr0 pa3BuTus. JleueHue
— JUETOTEpaINus U IPUEM IIpenapaToB aprMHUHA U [IUTPUHA.

I'myrapoBas amuaemus, tan I. Ilpu 5TOM marosiorud B OpraHu3Me HE IIOJHOCTBIO
PacILIETISIOTCS. aMUHOKHUCIIOTHI JIM3UH, THIPOKCHIIM3UH U TPUNITO(AH, YTO MPUBOJIUT K Pa3BUTHIO
HEBPOJIOTHYECKUX HapylIeHuH. JleueHrne — 0TKa3 OT MPOAYKTOB, OOraThIX JIN3UHOM.

Jerckas cnuHanmbpHast MblmedHas atpodus I tuma (6one3ns Bepaunra-I'odpdmana) —
3aboJeBaHue, BO3HUKarolIee u3-3a gedekrta B reHe SMN1 1 00bIYHO MPOSBISIONIEECS B TEUECHHUE
nepBoro roja >u3HU. OCHOBHBIE CHMIITOMBI: HApacTarolllash MbIIIEYHAs CJIa0OCTh BIUIOTH JI0
MIOJTHOM HETOABMKHOCTH. 3a00JieBaHME CUMTAEeTCsd OYEeHb TSKEIbIM M YacTO TNPHUBOJUT K
JeTalbHOMY Hcxody. B Hacrodimee BpeMs CyLIECTBYeT Tepamus, KOTopas BMECTE CO
CTEeLUANN3UPOBAHHON peaduinuTanyei MOXKeT B 3HAUUTEIbHOM CTeNeHN YMEHBIIUTh MPOSBICHUS
3TOro0 3a00J1€BaHMUS.

[TepBuYHbIE UMMYHOIE(PHUIIUTE — B 3Ty TPYIITY BXOJAAT HECKOJIBKO COTEH BPOKICHHBIX
HapyIlIeHU UMMyHUTeTa, 3aTparuBaonmx T- u B- mumdouutsl. Jletn ¢ BOU mnoasepxeHb
BBICOKOMY PHCKY pPa3BUTHA TSDKENbIX HMH(EKIMHA C TepBbIX JAHEH ku3HU. [lammeHTsr c

UMMYHOJEPUIIUTOM YacCTO M TsDKENIOo O0yieloT MH(EKIIMOHHBIMHU 3a00JICBAaHUSMU, I JICUCHHUS

15



KOTOPBIX HCIIOJIB3YIOTCSI aHTHOAKTepUalIbHbIE, TPOTUBOIPUOKOBBIE M MPOTHUBOBOCHIAIUTEIbHbIE
npenaparsl, UMMyHoOrnoOynuHbl. [lpu Tskenslx ¢opmax uMMyHoAe(UIMTAa IOKa3aHa
TPAHCIUIAHTALMS T€MOIIOATUYECKUX CTBOJIOBBIX KJIETOK.

Ecnn  3a0osieBaHue  BBISIBIEHO BOBpPEMS, IOBBIIIAETCS  YCHEIIHOCTh  JICYEHUS,
MIO3BOJISIIOIIET0 BOCCTAHOBUTh HOPMaJIbHYIO (DYHKLIMIO UMMYHHOM CHCTEMBI.

1.2 KnroueBble 3Tanbl MPOBeleHUs PACIIHPEHHOT0 HEOHATAJILHOI0 CKPMHUHI A

JUis mpoBeieHUs] HEOHATaIbHOIO CKPUHUHIA Ha BPOKACHHBIE U (MJIM) HAClI€ACTBEHHbIE
3a0oseBaHus 3a00p 00pa3lOB KPOBU OCYILECTBISAIOT U3 ISTKM HOBOPOXIEHHOIO uepe3 3 uaca
1ocJjie KOpMJIeHUs, B Bo3pacte 24 - 48 4acoB KU3HM Yy JOHOIIECHHOTO M Ha 7 cyTku (144 — 168
YacOB) XKHU3HHU Y HEJJOHOIIEHHOTO HOBOPOXKIEHHOTO.

KpoBb Ha CKpUHHMHI OepyT B pOJJIOME B IEpBble THHU KU3HU Majblia. C)KaTble CPOKU
OOBSICHAIOTCS TEM, UTO BPO’KICHHBIE U HACJIeICTBEHHbIE 3a00JIeBaHMs HAJI0 AMArHOCTUPOBAThH KaK
MO’KHO paHblile, 4ToObl Ha4YaTh TEPAINIO BOBPEMS U HE JOIYCTUTh PA3BUTUS OCIOKHEHUH.

o 3a00p 00pa3LoB KPOBU OCYLIECTBISACTCA Ha 2 (PUIBTPOBAIBHBIX OyMaXXHbBIX TECT-
OJ1aHKa, Ha O/IHO OYyJyT HaHOCUTh 5 MATEH KPOBM I HEOHATAIbHOTO CKPUHMHIA, HA BTOpPOE - 3
nsatHa g PHC,

. Tect-O6nanku ¢ oOpas3amMu KpOBH JOCTABISIOTCA M3 MEIUIMHCKOW OpraHu3ali,
OCYIIECTBHUBIIECH 3a00p 00pa3loB KPOBH B MEIUKO-TEHETUYECKYIO KOHCYJIbTALUIO (LEHTP),
KOTOpBIE OCYLIECTBIISIIOT CKPUHUHIOBBIE J1a00OpaTOPHbIE MCCIIEA0BAaHUS CaMOCTOSTENBHO, JIN0O0 B
TeueHue 24 4acoB OTIHPABJISAIOT 00paslbl B MEIUIIMHCKYIO OpPraHHU3aIMI0, CIIOCOOHYIO MPOBECTU
HCCIIEIOBaHHUE.

Tecr-6mank - 3T0 OyMa)kHash KapTOuka JJis B3ATHUS, XPaHEHUs U TPAHCIOPTUPOBKU
o0pa31oB KpoBU. BHyTpeHHss BOMTHIBAIOLIAs 4acTh OJIaHKA HM3TOTOBJIEHA W3 LEJUIIOJIO3HOTO
MaTtepuaia, KOTopelii abcopbupyer kpoBb. Ha OiaHke HamedaTaHbl Kpyrd — OHM 0003HA4arOT
MECTO JUIsl HaHeCceHus1 OnoMartepuana. J{is CKpuHUHra Hy>KHBI 2 TecT-0J1aHKa — Ha OJAMH HaHOCST
3 nsATHaA KpoBH, Ha Jpyrod 5. Ha OmaHkax yka3blBalOT HOMEpP MEIUIIMHCKOTO CBUJETENIbCTBA O
poxxnenun, DO matepu, gaTy poxkaeHus pedbeHka, 1aTy U Bpems 3a00pa KpoBH. 3aTeM K OJIaHKaM
MPUKPEIUISAIOT pacliedyaTaHHOE HallpaBJIEHWE Ha CKPUHUHT M OTHPABISIOT B J1a0OpaTopHio.
MeauuuHcKas: opranu3alysi, KoTopas BBIITOJIHSAET 3a00p KPOBH, JOJKHA OTIPABIATH TECT-OJIaHKU
B TaOOpaTOPHUIO €XKETHEBHO Wi | pa3 B J1Ba JTHA.

1.3 I'me npoBOANTCH HEOHATAIbHBII CKPUHHHT

HccnenoBanue BHIIOIHIIOT B MEAMKO-TEHETHUECKON JTAOOpaTOPHH, a KPOBb HA aHAIIU3 B
OOJIBIIMHCTBE CIy4aeB OepyT B pOAMIBLHOM JoMme. PacckaspiBaeM, Kak NMPOXOTUT MpoIenypa,
CKOJIBKO BPEMEHM 3aHUMAET U TJIE €IlI€ €€ MOXKHO CHEIATh.

B poanome. KpoBb OepyT HaTolak, Korja rnociie KOpMJIEHHs Maiblllla Ipouuio 3 yaca.
MenpaGOoTHUK HPOTHpAET MATKY HOBOPOXJAEHHOI'O CIHPTOBOHM, a 3aTeM CyXOW CTepHIIbHOM
candeTkoid, M nenaer HeOonblmIoW Npokoi. IlepByro Karuiio KpOBH BBITUPAIOT CTEPHIIBHBIM
TaMIIOHOM, a MOCJIEAYIOIINE HAHOCAT Ha TecT-01aHK. Y JOHOUICHHBIX JeTel KpOBb OEpyT B IEpBHIE
24-48 4acoB XU3HU, Y HEJJOHOILIEHHBIX — uepe3 144-168 yacoB nocie poxIeHus.

B nonukiaunnke. Eciay mManblm poauscs A0Ma WM CKPUHUHI HE CHENaId B POJIIOME,
CIIeyeT KaK MOXKHO ObICTpee OOpaTHTbCS B TOJIHMKIMHUKY 0 MECTY JKHTEIbCTBA. 31I€Ch Y
HOBOPOXKJICHHOT'O BO3bMYT KPOBB, OTIIPABST TECT-0JIaHK B JJAOOPATOPHIO M MOTyYaT Pe3ybTaThl.
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1.4 MeToabl IpoBeIeHNUsI HEOHATAJIBLHOI0 CKPUHUHTA
[TosiBeHHE HOBBIX TEXHOJOTHH MO3BOJIWIO 3HAYUTEIHHO PACHIMPUTH CIHCOK OOJIC3HEH,
BBISIBIIIEMBIX B paMKax CKpHHUHTA. CEro/iHs ISl HCCIIE0OBaHUS MOTYT UCIIOJIb30BATh!

. BBICOK03((hEKTUBHYO )KHIKOCTHYIO XpomaTorpaduto (BDXKX) B coueranuu ¢ macc-
cnekrpometpueit (BOXKX-MC);
o UMMYHOXUMHYECKUE METO/IBI;

. noJMMepasHyo nennyto peakuuto (I1LP);

o cexkBeHHpoBanue 1o Crnrepy;

. MaccoBoe napasienbHoe cekBenupoanue (MIIC).

Bo Bpems Tecra mccienyroT cyxue mATHa KpoBU. UTOOBI MX MOJY4HUTh, MEAPAOOTHHUK
HAHOCHUT Ha TecT-0JaHK ONpeesIeHHOe KOJIMYECTBO OuomMarepuaia u CyuMT MUHUMYM 2 Jaca Ipu
KOMHaTHOM Temmneparype. Ilociie 3Toro rect-0J1aHK MOMEIIAOT B MHAUBUAYAJIbHYIO YIaKOBKY U
OTIPABIAIOT B JabopaTopuio. Bpems nmpoBeneHusi CKpUHUHIOBBIX MCCIIEI0OBAaHUN COCTaBIIET HE
Oosee 72 4YacoB OT BpPEMEHM IOCTYIUIEHHMsS TecT-OJaHKOB ¢ oOpa3liaMd KpOBU B MEIUKO-
IeHETUYECKUE KOHCYJIbTAlUU (LIEHTPhI) METUIIMHCKUX OpraHU3aui.

Pe3ynbpTaThl HEOHATAJIBHOTO CKPUHMHIA IOJIydaeT palilOHHas IETCKas NOJUKINHHUKA I10
MECTy HUTeIbCTBa pebeHka. EciaM CKpUHUHI He BBIABUI 3a00JeBaHMN, peOEHOK cuMTaeTcs
«yCIIOBHO 3JI0pPOBBIM» W HE HYXKIAETCs B JONOJHHUTEIbHOM oOcienoBanuu. I[lostomy mpu
OTPULIATEIILHOM PE3YJIbTaTe CKPUHUHIA POJUTEINSAM HUYETO HE COOOILAOT.

Y4acTKOBbIN Bpay MOJIMKIMHUKY WU 3aBENYIOIINN OTACICHUEM IEIUAaTPUH CBA3BIBACTCS
C POIUTEISIMH, €CII Y peOeHKa M0JI03PEBAIOT HAJIMUUE KaKoro-to 3abojeBaHus. Bpau cooOmur,
YTO HY’KHO JIeNaTh, U 1aCT HAIPABJICHUE HA JAJIbHENIIINE UCCIIEIOBaHM

1.5 BUMHUC AKuHEO

BUMUC AKuHEO — 310 9acTh poccUiiCKOi MEAUITMHCKOM HHPOPMAITMOHHON CHCTEMBI.
31ech AaKKyMYJUpPYIOTCS JaHHbIE O [IallUEHTaX, KOTOPBIM OKa3blBAIM WJIH OKAa3bIBAIOT
MEIMLMHCKYI0O TIOMOIIb [0 HampaBlIeHUSIM «AKylmepctBO U ruHekonorus» (AK) u
«Heonaronorus» (HEO). K Takum nmarnuieHTaM OTHOCATCS M HOBOpOKAeHHBIe AeTu. [locie 3abopa
KpOBHM y peOeHKa MEIMKH CO3Jal0T 3JIEKTPOHHOE HAIpaBiICHHWE HAa HEOHATaJbHBIH CKPUHMHT,
KOTOpO€ 3aTeM BMECTE C pe3ysbTaTaMu aHain3oB ocraercs B cucteme BUMUC AKuHEO

B nanpHeiimem Bcs MeOUIMHCKas HH(pOpMalMs COXpaHSETCs B JIMYHOM KaOuHeTe
namuenta «Moe 310poBse» Ha nopTaine ['ocyciyr. B nuuHbli kaOUHET NPUXOAAT YBEIOMIICHHS O
HEOOXO/MMOCTH TOCETUTh Bpauya M MPOUTH JUATHOCTHKY. 31€Ch e OCTAIOTCS pe3yJIbTaThl
71a00paTOPHBIX M WHCTPYMEHTAIBHBIX HCCIIEAOBAaHHUM, MOATOMY HMX HEOOs3aTeNbHO MPUHOCHUTH
Bpauy B «OyMaKHOM)» BUJIE.

Bpauy-neauarpy U3 NMOJMKIMHUKHM WM JIeHalleMy Bpady M3 NpO(UIBHOTO OTAEIECHUs
O0JIbHUIIBI Oy YT JOCTYITHBI BCE CBEACHUS U3 TIMYHOTO KaOWHETa, KpOME TOT0, OH CMOKET OJTydaTh
OT CHCTEMBI «IIOJACKAa3KW» [0 JWAarHOCTUKE U JIEYEHHWIO B COOTBETCTBUU C JEHCTBYIOIUMU
KJIIMHUYECKUMH PEKOMEHIALINH.

B npanbheiimem B mpoiecce IUQPPOBU3ALMM BEAEHHE ATOM YacTH MEIUIIMHCKON
MH(POPMALIMOHHOM CUCTEMBI OyJIET COBEPILIEHCTBOBATHCS

1.6. Cpoxu moJiyyeHust pe3yJibTATOB MCCJIe0BAHUS

Cpok uccrenoBanusi OuoMaTepuana B MEJUKO-TeHETHUECKOH mabopaTopun — He Oosee

72-x yacoB. B cpeaHeM pe3ynbTaThl ObIBAIOT TOTOBBI HA 5-€ CYTKH JKU3HHU JIOHOLICHHOTO peOeHKa
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1 Ha 12-e cyTKH y HeIOHOIIIEHHOTO. EC/H BBISIBIIEHBI OTKJIOHEHHS, Bpad JOJKEH COOOIINUTH 00 3TOM
3aKOHHBIM TPEJICTABUTEISIM PEOCHKA B TeUeHUE 24-X YacOB:

. uH(pOpMAIIKs O pe3y/IbTaTax CKPUHUHTOBBIX MCCICAOBAHUN TIEPeIacTCs B MEIUKO-
TCHETHYECKYI0 KOHCYNIbTalUIO (IIeHTp) cyObekTa Poccuiickoit denepanuu Mo MeCTy JKUTEIbCTBA
pebeHKa;

. IIPH TIOJYYECHUHU PE3yJIbTaTOB CKPUHUHTOBBIX MCCIICAOBAHUN (POPMUPYETCS IrpyIa

JeTel «yCIIOBHO 37J0POBBIX» IO BCEM HCCIEAYyeMbIM 3a00JIEBaHUSAM M TPYIIaM BBICOKOTO PHCKa
BpPOXKJICHHBIX U (UJIM) HACJIE/ICTBEHHBIX 3a00JICBaHUM,

o JIETH U3 TPYIIIBI «yCIOBHO 3J0POBBIE» HE TPEOYIOT JOMOIHUTEIBHBIX NCCIICAOBAHHUMA
1 UHGOPMUPOBAHUS MEIUIIMHCKUX OpraHU3alfil 0 pe3ybTaTax CKPUHUHIOBBIX HCCIIEIOBAHUMN;

. B TeueHue 24 4yacoB mociie moiyueHus: nHhOopMauu HOBOPOKACHHBIN U3 TPYIIIbI
BBICOKOTO pHCKa MPUTJIANIACTCS B MEIUKO-TEHETUYECKYI0 KOHCYJIbTAlMI0 (LEHTp) cyOBeKTa
Poccuiickoit ®enepaumu ans 3abopa 00pa3moB KPOBH Uil MOBTOPHOTO CKPHHHHTOBOTO
UCCIIEIOBaHUsI B MEIMKO-TEHETUYECKOM KoHcysnbTauuu (1eHTtpe) cyobekra Poccuiickoit
®enepauuy;

. Opy HAJIMYUM MEJULMHCKUX [IOKa3aHWN Bpay-T€HETHUK MEIUKO-T€HEeTHYECKON
KoHCynbTanuu  (ueHTpa) cyowekra Poccuiickoit ®enepanuu HEMEIJICHHO HAmpaBiseT
HOBOPOKIEHHOT'O U3 IPYIIIbI BEICOKOTO pUCKA HAa TOCIIUTAIU3ALMIO B MEIUIIMHCKYIO OpPraHU3aluI0
o npoduiro 3a00eBaHus, Ha3HAYAET CIIEHUATHU3UPOBAHHBIE MPOAYKTHI IEY€OHOTO MUTAHUS J10
MOJIyYEHUs1 Pe3yJbTaTOB IOBTOPHOIO CKPUHUHIOBOI'O MCCIEIOBAaHUSA U IMOATBEPKAAIOLICH
JUAarHOCTHUKHU.

1.7 B kakuX ciIy4yasix Hy’KeH NOBTOPHbI HEOHATAJIbHBIH CKPMHUHT

[To pesynbTaTaM NEpBUYHOTO CKPUHUHTA OOpasyeTcsl JBE TIPYyMIbl JAETeH: «yCIOBHO
3I0pPOBBIE» U «BBICOKOTO PHCKa». B mepByro rpynmy BXOASIT HOBOPOXKIEHHBIE, Y KOTOPBIX HE
BBISIBHJIM OTKJIOHEHUMH. Takue 1eTH B TOTOJIHUTEbHOM 00CIIeIOBAaHUH HE HYKJAIOTCSL.

HoBoposxneHHble U3 BTOPOW IPYIIIIBI JOJKHBI IPOUTH NMOBTOPHBIN CKpUHHUHT. [Toka uner
uccliieioBaHle, peOeHKa MOTyT FOCIUTAIM3UPOBaTh U Ha3HAUUTh eMy JieueOHoe nutanue. Eciu
pe3yabTaT BTOPOTO CKPUHHUHrA TMOJOXHUTENbHbIM, peOeHKa BKIOYAIOT B TIPyHIy JeTed ¢
BPOX/IEHHBIMU/HACIE/ICTBEHHBIMI ~ 3a00JIEBaHUSAMHM, a CBEJCHMS O HEM [epefalTcs B
MEIUIMHCKYI0 OPTaHU3aLHNIO 110 MECTY JKUTEIbCTBA.

CKpUHHMHT 7151 JIOHOIIEHHOTO M HEJOHOLIEHHOTO peOeHKa He OTJIMYAeTCsl CBOMM
KOMIUIEKCOM MJIM HAalOJHEHHEM, Pa3HMIA JIMIIb B CpoKax 3a0opa KpOBHM Ha TecT-ONaHK. Y
JIOHOIICHHBIX JIETe KPOBb OepyT B mepBbie 24-48 4acoB )XKU3HU, Y HEAOHOMIEHHBIX — Ha 144-168
qacy >KM3HHU.

CxpuHMHT JUIs BbIsIBIIeHHs 36 3a00sieBaHUI MPOBOJUTCS B TOCYAAPCTBEHHBIX MEIHKO-
TeHETUYECKUX IeHTpaxX. Kakaplii HOBOPOXKIEHHBIM TpakJaHUH HAleH CTPaHbl MOYKET IPONTH
obcnenoBanme OecratHo 1o noiaucy OMC. Ponutensm He NMpHIETCS caMOCTOSTENbHO HCKaThb
71a00paTOPHIO U OIJIAYMBATh aHAIM3BL: €CIM HE POIWIBHBIA JAO0M, TO paliOHHAs MOJUKJIMHUKA 110
MECTY KMTEIbCTBA MOMOTYT MOJIYYHUTh 3TY TUArHOCTHYECKYIO YCIYTY JH0O0MY HOBOPOXKIEHHOMY
MaJIblILy.

[Ipn wHacnencTBeHHBIX 3a0oNeBaHUsAX oOOMeHa Hapymaercss GyHKIUsS (HepMEeHTOB,
YUYacCTBYIOIIMX B OOMeHe OENKOB, KUPOB WM yrieBoaoB. [loaTomy st MHOTHX U3 3a00sieBaHUI
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JAHHOM TpyINIbl €JUHCTBEHHBIM IATOI€HETHYECKUM JIEYCHHEM SBISETCS JAUeTOTepanus,
OCHOBAHHAs Ha UCKJIIOUYEHUH U3 PAllMOHA NATOr€HETUYECKH 3HAUYUMBIX HYTPHEHTOB.

[TonHOLEHHOT O palMOHa y MAIMEHTOB, COOMIOJAIOIIUX C POXKICHUS CTPOrHE IUETHUECKUE
OrpaHUYEHUs, yAaeTCsl JOOUThCA 3a CUET ClIeUATU3UPOBAHHbBIX IPOAYKTOB J1€4E€OHOTO MUTAHHUS.

CuMITOMBI HaclleICTBEHHBIX OoJe3Hel oOMEeHa HEepeaKo IMPOSBISIOTCS B NEpBbIE JHU
AKHU3HU peOeHKa, a B JaJbHEHIIIEM MalueHTaM He0OX0JUMO COOJII0IaTh OKU3HEHHYIO IUETY. DTO
O3HAYaeT, 4YT0 IPPEKTUBHOCTD JICUEHUSI BHOBb BBIABJICHHBIX MTAI[IEHTOB Oy1€T HAIPSMYIO 3aBUCETh
OT BO3MOKHOCTH CBOEBPEMEHHOI'0O 00eCieueH sl ClieualIn3uPOBaHHBIMU NIPOYKTaMU J1e4e0HOTO
MUTAHUS.

OOcnenoBaHne HOBOPOXKJEHHOTO IMPOBOAMTCS TOJBKO IPH HAIMYUM IHUCHBMEHHOTO
COIJIaCHsl POJIUTENs WIM 3aKOHHOIO MpejacTaBUTENsl peOeHka. OT HEeoHaTaJbHOI'O CKPUHMHIA
MO’KHO OTKa3aThCsl, OJTHAKO HEOOX0IMMO UMETh B BUY, UTO IIPH OTKa3e OT 00cie10BaHus peOeHKa
JIMarHO3 HAcJIeICTBEHHOI0 U (MJIM) BPOXKICHHOT' 0 3a00J1eBaHMsI Oy €T MOCTaBJIEH HECBOEBPEMEHHO
U JiedeHue OyJIeT HayaTo MO3HO, YTO MPUBEIET K HETaTUBHBIM MTOCIIEICTBUAM U1 €r0 310POBBSI.

HeoHnaTanbHblii CKPUHMHI HEOOXOJUM JUIl CBOEBPEMEHHOI'O BBISBICHUS TSXKEIbIX
3a0oseBaHUi, HalIpuMep, OOJIBLIYIO TPYIIY 3aHUMAIOT 0oje3HH oOMeHa BemiecTB. 3a 30-1eTHUi
OIBIT TPOBEACHUS JaHHBIX HCCIEIOBaHMM MOKHO TOBOPUTH O MpPOJENaHHOM paboTe U ee
pesyabTatax. Hampumep, y nanueHTOB ¢ MyKOBHCLUI030M OoJjiee 4eM B JiBa pa3a YBEIMUYMIIACh
IPOAOIDKUTENBLHOCTh JKU3HHM, BO MHOIO pPa3 CHU3WIACh MJIQJIEHYECKas CMEPTHOCTb IIpH
COJIbTEPSIOIIUX (POpMax BPOXKAEHHON THITONIIA3UKM KOPbI HAJIOYEYHUKOB.

Takum 00pa3oM, CHH)KAETCsI PUCK PA3BUTHUS TSKEIBIX KIMHUYECKUX TOCIEACTBUN ITHUX
3a00JeBaHUN, CHUYKAETCS JIETANbHOCTD U YIyUIIaeTCsl KaueCTBO KHU3HH JIeTe M UX CcolMabHas
ananTanus. PacimmpeHue cnucka JUarHOCTUPYEMbIX 3a00J€BaHMI B HEOHATaJIbHOM CKPUHUHIE
Jaet ene OoJIbIIe IaHCOB HAa KAaUeCTBEHHYIO JKU3Hb OOJIBIIIOMY KOJIMYECTBY JIETEH.

KoHnTpoJsbHBIE BOIPOCHI

1.  Korna BnepBsle 66110 c(hOpMYTUPOBAHO MOHATHE CKPUHUHT?

2.  Korna B Poccun BriepBble cTany NpOBOIUTh HEOHATAIbHBIA CKPUHUHT?

3. Kakue 3a00sieBaHus BBISBISUI IEpBBIN B Poccun HEOHATaNbHbIM CKPUHUHT?

4.  Ckonbko Ho3zojorui ¢ 01.01.2023 BxirouaeT HEOHATANbHBIM CKPUHUHI Ha BCeH
tepputopun Poccuiickoit @enepannn?

5. Kakwue cymecTByIOT BH/Ibl HEOHATAJILHOTO CKPUHUHTA?

6. Korma ans npoBeneHUs HEOHATAIBHOTO CKPUHHMHTA Ha BPOXJIEHHBbIE M (WIIN)
HaclleICTBEHHbIE 3200JIeBaHNs OCYIIIECTBIISIOT 3200p 00pa31loB KPOBH U3 MSATKH HOBOPOXKIEHHOTO?

7.  T'me npoBoauTCS HEOHATATBHBIA CKPUHUHT?

8.  Kakas ocHOBHas 11e71b HEOHATAIbHOTO CKPUHHUHTA?

9.  Kaxue oCHOBHBIE METO/IbI ITPOBEACHUSI HEOHATAIBHOTO CKPUHUHTA?

10. Cpoxwu nomyueHus pe3yJbTaTOB HEOHATAIBHOTO CKPUHHHTA.
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YACTD 2. BpoxaéHubie oIMOKM HMMYHHUTETA

2.1. Bpoxaennsie omudku uMmmyHuteta (BOU) — xu3Heyrpo:xkawume
3a00J1eBaHHA C BbIPA’KEHHOH IeHeTHYeCKOM reTepOreHHOCThI0, B OCHOBE KOTOPBIX JIesKAT
AeeKThl pa3JIMYHbIX 3BeHbeB HMMYHUTETA

N3BectHo noutu 500 reHOB, acCOLMMPOBAHHBIX C Pa3BUTUEM KIMHUYECKH 3HAYMMBIX
UMMYHOJIOTHYECKUX JEPEKTOB.

Crexktp KIMHHYECKOro pa3HooOpasuss BOWM  oxBareiBaeT TspKenble HH(EKINH,
ayTOMMMYHHBIE 3a00JIeBaHUS, MPEAPACIIONOKEHHOCTh K PAa3BUTUIO OIMYXOJEH, XPOHHUYECKOE
BOCIIAJICHHUE, LUTONEHUH BCJEICTBHE KOCTHOMO3TOBOW HEIOCTATOYHOCTH, TSDKENbIE (HOPMBI
aJJIEpruy U peuuuBupytomue oteku. Ilpencrasienus o pactipocrpanennoctd BOU B nonysiiyu
HENPEPHIBHO MEPECMAaTPUBAIOTCS IO MEPE HAKOIUIEHMsI HOBBIX HAy4YHBIX JIaHHBIX, pOCTa
HaCTOPOKEHHOCTH Cper Bpauell B OTHOIIEHUU JaHHBIX 3a00J€BaHUM U yJIydllIEHUS JOCTYITHOCTH
JMarHOCTHUYECKUX METO/I0B.

Eme nenaBuo BOW cuurtanuch KpailHe peakUMH, HO B MOCJEIHUE IOJbl MX 4YacTOTa
olieHMBaeTcs kKak MUHUMYM B 1 Ha 10 Teic. HaceneHus. KoHcepBaTUBHOE JieU€HNE MALUEHTOB C
BOM Brirouaer 3aMeCTUTEIbHYI0, HMMYHOCYNPECCHUBHYIO, TapreTHyr OHOJOTHYECKYIo,
NpoQUIAKTUYECKYI0 TMPOTUBOMUKPOOHYIO Tepanmuio U Jp. Kpome TOro, kK KypaTHBHBIM
(M371€YMBaIOLIMM) METO/aM OTHOCSTCSI TPAHCIUIAHTALUs I'€MOIO3TUYECKHX CTBOJIOBBIX KJIETOK
(TT'CK) u rennas tepanusi.  Takum oOpa3om, pacmupenne GapMaKoJIOTHIECKUX BO3MOKHOCTEH
U COBEpPILIEHCTBOBAHME METOAOB KJIETOYHOM M TE€HHOM Tepamuu MO3BOJIAIOT M3JIEUUTh WM
KOHTPOJIUPOBATh 3a00sieBaHue y OOJIbIIMHCTBA manueHToB ¢ BOU.

Opnnako 3 @QEeKTUBHOCTH JI€UEHHUS HANpPSIMYI0 3aBHUCUT OT pPaHHEro ee Hauaua, 4To
HEBO3MOXKHO 0e3 paHHel nmocTaHoBKU nuarHo3a BOW. Hanpumep, nokazaHo, 4To y MallUeHTOB C
TSDKEJIOW KoMOMHUpoBaHHON MMMyHHOM HenoctatoyHocThio (TKMH) npu nposenenun TI'CK B
BO3pacte 10 3,5 Mecsna ob1as BeDKMBaeMocTh focturaer 91%, a B Bozpacre crapiue 3,5 mMecsia
He mpeBblmaeT 66%. OTcpouka 3aMeCTUTENbHON Tepanmuu MpernaparaMid UMMYHOTJIOOYJIMHOB Y
naueHToB ¢ arammariooynuaemueit (AI'T) npuBogut k 15% neTanbHOCTH, a y BBDKHMBIIUX — K
pa3BUTHIO OpOHX03KTa30B y 50% 3a 5 ner.

Knunnueckass nuarHoctuka TKMH u AIT ngo wanudecranmum 3a0oneBaHus B
OOJIBIIMHCTBE CIyyaeB HEBO3MOXKHA, TaK KaK HET HUKAKUX MPH3HAKOB 3a00JIE€BAaHUS B TEpBbIE
MecsIbl JKU3HU. TeM He MeHee, YK€ IMepBoe HH(EKIHMOHHOE IpOSBICHHE, MO3BOJIAIONIEE
3anmo1o3puTh y HUX BOU, Hepeako mpUBOAUT K HEOOPATUMBIM MOCIEICTBUAM UIH CMEPTH.

Taxum oOpa3omM, BeIsiBIeHHE Hanbosee Tsokeabix Gopm BOU ¢ moMoriisio HeoHaTaIbHOTO
CKPUHUHTA JI0 Pa3BUTHUS WH(EKIMOHHBIX MOPaKEHUH MO3BOJIUT 3HAYUTEIBHO YIIYUIIUThH IPOTHO3
NAaIMEeHTOB ¢ TsoKeIbIMU (opmMamu BOU M CHU3UTH MIIaJIeHUECKYIO U JETCKYI0 CMEPTHOCTH B
LETIOM.

B nmporpamMmy pacimmpeHHOro HeoHarainbHOro ckpuHuHra B Poccuiickoit ®denepanuu,
KpOME HacJe/ICTBEHHbIX 0oje3Hell oOMeHa, BBISABIISIEMBIX C MOMOIIBIO TEXHOJIOTUU TaHIEMHOM
Mmacc-criektpometrpun (TMC), ¢ 2023 r. BKIIOYEHBI CUHANBHAsA MbleyHas atpodus (CMA) u
BOMU.

JlaGopatopnass auarHoctuka TKWH u AIT Ha AOKIMHMYECKOW CTaauyd BO3MOXHA C
MOMOIIBIO omnpeneneHus MapkepoB T- u B-knerounoro numdonossza (TREC u KREC) meronom
[P B pexxume peanbHOro BpeMeHu. OJIHAKO B KaXKI0M cllydae AJisk HOCTAHOBKM TOYHOTO TMarHo3a
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W Hayaja [aTOr€HETUYECKOro JIEYeHHS HEeOOXOIMMO  BBINOJHUTH  MOJTBEpKIAIoLIee
UMMYHO()EHOTUIHPOBAHUE METOJOM HPOTOYHOM IIUTOMETPUU C MOCIEAYIOIIUM MOJIEKYJISIPHO-
T€HETUYECKUM HCCIEAOBAaHUEM.

2.2. WUcropus Bonpoca. MoJieky.sipabie Mapkepsl JuM@ponodza (TREC, KREC)

OKciu3uoHHbIe Kojblla T-kiaetounoro pernentopa (TREC) — 310  Mosekyibl
BHexpoMmocoMHO# kousbrieBo JIHK, koTopbie o0pa3yroTcs kak MOOOYHBIA MPOIYKT B MPOIECCE
dhopmupoBaHus aHTUTEH-pacno3Haromiero perentopa T-kietok (TCR). daktuyecku 310 Mapkep
HOPMaJIBHOW MPOAYKIIMU HauBHBIX T-nmumdorutoB B Tumyce. Monekynsl TREC crabunbhbl, He
PEIUIMLIMPYIOTCS B Tpolecce mnocienyoomeid nponudepanun aumMpouuToB, U B myje T-
TUM(OILMTOB NMaMATH, TPOLIEIIINX MHOTO IUKJIOB ACNIECHUS, UX KOHLIEHTPALUS IOCTATOYHO HU3KAsI.
Takum o6pazom, konmuectBo TREC koppenupyer ¢ unciom HauBHBIX T-TuM(OIIUTOB.

[Ipu QopmupoBanun crneuuduueckoro peuentopa B-TUMPOUUTOB MPOUCXOAUT
nepecrpoiika reHoB (V(D) pexoMOuHaImst), B XOA€ KOTOPOH Takke 00pasyroTcsi MOOOYHBIC
kosbleBble npoaykTel JIHK, Ha3piBaemble Karna-peKOMOWHAIIMOHHBIE SKCIU3UOHHBIE KOJbIIA
(KREC). 910 ananoru TREC B B-numdorurax. OHU TakKe SBISIFOTCS MapKePOM 3pEIbIX HAWBHBIX
B-numdouuTtoB, KOTOpble HETAaBHO BBILUIA U3 KOCTHOTO MO3Ta.

KonuuectBennoe omnpenenenne TREC u KREC peanuzyercs meronom [P u B cumy
HU3KOM ce0eCTOMMOCTH JOCTYITHO JJIsl BKIFOUEHHSI B POrPaMMbl HEOHATAIBHOT'O CKPUHHUHTA.

[IpyHIMNIUATBPHO TOHMMATh, YTO B MATOJOTMYECKUX CHUTyalusX (IpU MEpPBUYHBIX,
TeHETUYECKU 00YCIOBICHHBIX AedekTax mpoayKuuu T- u B-numbonuTos, a Tak:ke Mpu BTOPUYHBIX
mumdonenusx) T- u B-nmumdonods3 MoXKeT NPOUCXOJUTh IyTEM pPa3MHOKEHHUS 3pelbIX
TUMQOIUTOB (Tak Ha3bplBaeMas nepudepuueckas skcrmaHcus). HecMoTps Ha TO, 4TO B Takux
ciyyasx yucno T- u B-nmumdornuroB MoxxeT nmpuliamxkarbes K HOpMe, UX IMMyHO(deHoTUI Oy1eT
COOTBETCTBOBATH 3pENbIM KIETKaM, M pa3HOOOpa3ve MX CHeU(PHUECKUX PeLenTopoB Oyaer
3HAYUTENIBHO OTPAHUYEHO.

2.3. MupoBoii onbIT M1 TEPMHHOJIOTHS

HcTtopus ucnonp3oBaHus kKosnnuyecTBeHHOro ompezneneHus TREC mis HeoHaTalbHOTO
ckpuuHra BOUW naumnaercst ¢ nyOmukanmu 2005 1. J. Puck ¢ omucanuem sddextuBHOCTH
onpeaenenuss TREC B cyxux nsatHax kpoBu st auarHoctuku TKWH y HOBOpOXAEHHBIX.
ITporpammsl HeoHaTanbHOTO ckpuHUHra Ha TKUH 3¢ ¢dexTuBHO peannzoBaHbl BO MHOTUX CTPaHaXx,
Y Ha OCHOBaHMHU pe3yJIbTaTOB, MOJIYYEHHBIX B XOJI€ ATUX IPOTpaMM, cAelaHbl (yHIaMeHTaIbHbIe
BBIBOJBI O KIMHMYECKMX M 3IUAeMUONIoOTHYecKuX ocobeHHocTsix BOM ¢ pedexkramu T-
JTUMQOIUTOB.

[To maHHBIM pa3IMUYHBIX MPOTPaMM CKpHHHUHTA, pactpocTpaHeHHocTh TKUH konebnetcs
ot 1:29 000 1o 1:100 000, uTo 0OYCIIOBIIEHO MOMYJIALUMOHHBIMA OCOOEHHOCTSIMH pa3HbIX cTpaH. B
cpeaHeM yacrora poxaeHus nereit ¢ TKIH B ceBepo-aMepuKkaHCKON U €BPONENCKOM MOMYJIALUAX
cocraBiseT 1:58 000 HOBOPOXKIEHHBIX.

B xone mporpamm HeOHaTaJbHOTO CKPMHMHIA CTajl0 OYEBUIHO, YTO ITOMHUMO LEIEBOU
koroptsl Aeter ¢ TKMH ¢ nomombto mapkepa TREC ynaercs BBISBISTH Bee ciaydau T-Ki1eTO4HON
muMdoneHun: cuaapomansHbie popmsl BOU nu BOU ¢ nedexramu Tumyca, a Takke TUMQPONEHUH,
He cBs3aHHble ¢ BOU, B mepByto ouepens JIMM(ONEHUH HEJOHOLICHHBIX, UMEIOIINE CBOWCTBO
pasperiaTbes o Mepe pocta pedeHKa U CO3pEBaHUs UMMYHHON CHCTEMBI.
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Taxoke mumdorneHus (MPEUMyIIECTBEHHO 3a CYET CHIDKCHHS T-ITMMQOIMTOB) OTMEYACTCs
Yy HOBOPOXKICHHBIX C TE€UEHHUEM TI'eHepalin30BaHHbIX MHPeKiui. [1o 3apyOeKHbIM TaHHBIM, 3THUX
MAalMEHTOB HEPENKO BBIABISIM HAa CKpUHHMHre c nomoiubto omnpexaenenus TREC. Cnenyer
OTMETHTh, YTO YHCIO MarueHToB ¢ T-nmumdonenueir, He cBs3anHoii ¢ TKWH, B OGombmmx
MOMYJISIUUOHHBIX UCCIIEIOBAHUAX TTpeBbiaeT yucio nanuentoB ¢ TKMH B 3—4 pasa.

B otnnuune or TREC, Brimtouenne KREC B mporpaMmbl CKpUHHUHTA OCYILIECTBIECHO TOJIBKO
B HECKOJIBKMX CTPaHaXx, M OIbIT HAKOIUIEH CYLIIECTBEHHO MEHBIIUH.

[IpeumymiectBO 0O0BEAMHEHHUS ABYX MapKEepOB B OJHON MYJIBTUIUIEKCHOW pEaKIuu
3aKJIIOYAeTCsl B JIOMOJHUTENBHBIX BO3MOXKHOCTSIX IO BbIABIEHUIO oTnenbHBIX Gopm TKUH c
HU3KUMH B-nmumdorramu, KOTopble MOTYT OBITH NMPOMYIIEHBI MpU JeTeKnuu Tojabko TREC
(manpumep, runmoMopdubie hopmbl neduiuta ADA u HekoTOophle cuHapoManbHbIe popmbl BOU,
Hanpumep, cunapom Jlyu—bap, cunapom Huiimeren). Ho, Ge3ycinoBHO, nepBoouepeHas 3amaya
uccnenoanusi KREC — pannsa auarnoctuka nanueHToB ¢ AI'T. CymiecTByroT pazinuusi MExXay
MporpaMMaMy HEOHATaJIbHOIO CKPUHUHTA, IPOBOAUMBIMH OTAEIbHBIMU cTpaHaMu. OHU KacaroTcs
Bcex 3tanoB ckpuHuHra: BkiatoueHusa KREC, ycranosnenus noporosoro 3HadeHuss TREC u KREC,
o0beMa MOATBEPKAAIOIINX METOJIOB IHUArHOCTHKHU (moarBepxkaaromiee tectupoBanue TREC u
KREC, o0beM U MOpsAI0K T€HETUYECKUX OOCIIEeIOBaHMM, MapIIPyTH3AIU MAIUEHTOB M OLIEHKH
s dexruBHoctu TI'CK u mp.).

OauH M3 HENOCTATKOB Pa3HOOOpa3usi CKPUHUHTOBBIX IMPOTPaMM U, KaK CIEACTBHE,
MHO’KECTBa MyOIUKALUNA — 3TO OTCYTCTBHUE OOIENMPHUHITON TepMHuHONOrnu. Haxonsce B Hauaie
MacmTabHoro ¢enepanbHoro ckpuHuHra Ha BOW B P® u ucxons u3 3apyO0exHOro OmbITa,
HEOO0XO/MMO JaTh ONpEAETICHUsS OCHOBHBIM IOHSATHSM, C KOTOPBIMU MPEACTOUT CTOJIKHYTHCS
BpayaM pa3IMYHbIX CIEIUAIbHOCTEN.

2.4. XapakTepHMCTHKAa HMMYHOJAe(HUHNTOB, YACTO BbISIBJISEMbIX HA CKPHHHUHTIE

Cucrematnka BOU ocHOBaHa Ha ONpeeeHNH BEAYIETO NaTOT€HETHYECKOI0 MEXaHU3Ma
C 0COOBIM aKIIEHTOM Ha U3MEHEHUH (DYHKIIMOHAIBHBIX CBOMCTB OEJIKOB BCJIEACTBUE T€HETUUECKUX
MOJIOMOK (ToTepss win ycuneHue (yHkuuu). Uucno HalIeHHBIX T€HOB, MOJIOMKHA B KOTOPBIX
npUBOIAT K pa3BuTuio BOU, exeronno ysennunpaercs Ha 10-15%.

[Tocnenuss Bepcust knaccudukauuu BOU, ob6HoBieHHas B 2022 r. MexIyHapOIHBIM
COI030M MMMYyHoOJorndeckux coobdmiects (International Union of Immunologic Societies, 1UIS),
oxBaTeIBacT 485 yHUKanbHbIX reHa U AeauT Bce BOM nHa 10 rpymnm, koTopsle, B CBOIO OYEpEND,
MO/IPA3AENIAIOTCS Ha MOATPYIIBI U OTAEIIBHBIE HO30JIOTHH.

Omnpenenenne TREC nu KREC B cyxux nsTtHax KpOBH, IIOJIY4EHHON Y HOBOPOXAECHHBIX,
MO3BOJISIET JUAarHOCTHpoBaTh paznuuHble (opmel BOW, B OCHOBHOM OTHOCSIIHECS T10
knaccudukanuu [UIS k Tpem rpynnam: KOMOMHUPOBAHHBIM, CHHIPOMAIbHBIM U TYMOPATbHBIM
nedexram.

2.5. Tsakenass KOMOMHUPOBAHHAS UMMYHHAasl HEJOCTATOYHOCTh

TKHWH — naubonee Tsokenas ¢opma BOMU, 6e3 mposenenus TI'CK npuBonsmas x
JETAIbHOMY HCXOLy B paHHeM Bo3pacte y Bcex mauueHtoB. TKHMH otHOcuTcs k rpynmne
koMOuHupoBaHHbIX BOU ¢ neekToM KIeTOYHOro U TyMOPaIbHOTO 3B€HHEB HMMYHHUTETA.

3aboieBaHre XapaKTEPU3yeTCsi OTCYTCTBUEM (TIOJTHBIM MU YaCTHYHBIM) T-TuMGOIUTOBR
B cieactue aepexkroB T-numponutos, mpu Hamuuuu wim orcyTcTBUM B- m NK-mumdonmron
(narypanpublie kuiiepsl). TKMH, kak npaBuiio, 1e010THpPYET B MEpBBIC MECAIBI )KU3HU. HacToTa
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poxxnenust narmeHToB ¢ TKUH B cpennem cocraBnser]:58000 HoBopoknenusix (1:29 000-1:80
000).

Hns  TKHWH xapaktepeH ayTOCOMHO-PELIECCUBHBIM WM  X-CLUCIUICHHBIA  THI
HACJIEIOBaHMs, [MO3TOMY BO MHOTHX HOMYJSIIMSIX Cpeau OOJIbHBIX MPeoOsagaroT Malb4HKH.
Onucano 18 reHoB, maroreHHble BapuaHThl B KOTOpbIX mnpuBoasaT k TKHWH, u 48 renos,
aCCOIMMPOBAHHBIX C Pa3BUTHEM KOMOMHHUpPOBaHHON nMmyHHOM Hemoctatounoctu (KMH), menee
Tsokenoit, ueM TKIH, Ho B GonpimHCTBE cimydaeB TpeOyromieii mpoenenust TI'CK B kparyaiimuie
CPOKH.

[TarorenHnble BapuaHThl HYKJICOTHAHOM mocienoBarenbHocTH B reHax IL2RG, RAGI,
RAG2, ADA, DCLREIC, IL7R, JAK3 o6ycnoBnuBaror a0 80% Bcex cimywaee TKHWH. B
3aBUCUMOCTH OT Hamuuug wid  orcyTetBust B- u  NK-nmumdonuto Beimensior 4
ummyHopenotunuueckue rpynnsl  TKWH. JlanHoe geneHue uMeeT 3HAa4YeHWE  JUIS
¢byHkiuoHanbHOW U reHerndyecko nuarHoctuku TKWH, onnako Teuenue 3aboneBaHus B
UMMYHO()EHOTHUIHYECKHUX TPYINax OOJBbHBIX MPAKTUUYECKH HE PA3IUYaCTCS.

Peskoe camxenne TREC nabmomaercs npu 6onpmuuacTBe TKUH n KMH. Opnako npu
nexkotopeix KMH ¢ nedexrom mpexae Bcero pynkuuu, a He muddepeHuupoBku T-numdonura,
ypoBeHb TREC He BBIXOAMT 3a Mpenesbl YCTaHOBJICHHOTO MOPOroBOro ypoBHs. Takum oOpa3om,
peaxue KHH c nedexkramu B renax ZAP70, LCK, IKBKB, MHC class II MoryT ObITh NpOIyIIEHbI
MporpaMMaMi HEOHATALHOTO CKPUHHUHTA. TaKkKe OMMucaHbl € IMHUYHBIC MAIMEHTHI C TATOT€HHBIMU
Bapuantamu B reHe ADA, y koropeix npu uccinenoBanuun TREC B cyxux msATHaX KpOBH,
MOJIyYE€HHBIX B IIEPBBIE CYTKH TOcIe poxkaeHus1, ypoBeHb TREC ObL BbIIIE 3aIaHHOTO MTOPOTOBOTO
ypoBHs. Ha Oonbliux Koroprax B T€YEHHE UIUTEIBHOTO Mepuojia HabMoeH!s ObUIO TTOKa3aHo,
YTO BEPOATHOCTh MOJOOHOTO COOBITHS KpailHe Mayna U cocTaBisgeT MeHee | Ha 1 MiH
HOBOPOIEHHBIX.

Kak cka3zano Bbwie, nis miuaaesneB ¢ TKHUH xapaktepHo panHee Hauano KIMHUYECKUX
MposiBIIeHUH. B mepBbie Heenu, MecsIlbl )KU3HH MOSBISIOTCS AUapesi U CHHIIPOM MaibabcopOIuy,
TSDKENBIN IepPMATHUT, KaHIUA03HbIE MHPEKIIUN KOKU U CIM3UCTHIX 000JI0YEK, MPOrpeccupyromiee
MH(DEKIIMOHHOE MOPaXKEHHE PECTTUPATOPHOTO TPAKTA.

Boz0ynurensimu nH(EKIHii MOTYyT ObITh OaKTepHH BUPYCHI, TPUOBI, yCIOBHO-ITATOT€HHBIE
MHUKpOOpranusmMsl (4yacto Pneumocyctis jirovicii). IIpu nHbuIMpOBaHMKM LHUTOMETraJOBUPYCHAs
WH(MEKIHMsT HOCHT TEHEpPATM30BAaHHBIM  XapakTep ¢ MYJIbTHOPTaHHBIM  TOBPEXKICHHEM
(MHTEepCTUIMANIbHAS THEBMOHUS, T€TIaTUT, XOPUOPETUHUT, SHIIEPAIIUT).

Taxoke y BAKUMHUPOBaHHBIX JieTeil xapakTepHo pazButue BIDK-undexunn (M. bovis), kak
JIOKAJIBbHOH (YIUIOTHEHHE U (pOpMHUpOBAHUE KA3€03HOTO MHMIbTpaTa B MecTe nHBbeKIuu BIK),
TaK W TEHEePaTM30BaHHON (OPMBI — pacmpocTpaHeHHe W (GOPMUPOBAHUE IMOAKOKHBIX Y3EIKOB
(oTCeBOB), pernoHApHBIM TUMGAICHUT, TOPAKEHHUE JETKUX, MEYeHHU, CeJe3eHKH, KocTed. Bce
nH(peknroHHbIe ocnoxxkHeHus y aereit ¢ TKMH minoxo oTBeyaroT Ha cTaHAAPTHOE JIEUEHUE U HOCST
MIPOTPECCUPYIOIINM XapaKTep.

Juarnoctnueckumu  kpurepussmu  tunuuHo  TKMH y  HOBOpOXAEHHBIX  C
MOJIOKUTEIBHBIM PE3YyJIbTaTOM HEOHATAILHOI'O CKPUHMHIA:

1. mumbonenus CD3 menee 300 ki1/MKI;

2.  w/uma HauBHBIe CD3/CD4 menee 20%;

3. ¥ OJIHO u3:
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. cinydyan TKMH B cembe

o PELUIUBUPYIOIINE U/UIH ONIOPTYHUCTHYECKHE UH(DEKINH.

Kpurepun cunapoma OMeHH:

1.  CD3 moryt 66Tk Beie 0,3 kii/mMir, kiaeTku namsitu CD3+CD4+RO+60omee 80%;
2.  pacmpoCTpaHEHHBIN TSKEIbIA JepMaTHUT,

3. HajW4ue OJTHOTO W3 MPU3HAKOB:

o HO3MHO(HITHS,
o auMbaeHonaTus,
o renaToCIJICHOMET At

IIpu momo3pennn Ha TKWH mis wuckimtoueHus Apyrux HOpuduH T-muMmdoneHun
HEOOXO/JMMBI TIIATEIbHBI COOp aHaMHe3a M KIMHUYECKUX JaHHBIX M JIabopaTopHOe
o0clie1oBaHNE, BBIIOJIHAEMOE TOJIBKO B CIIELUAIN3UPOBAHHBIX KIIMHUKAX.

OO0s3aTenbHBIME dTanlaMu 00cieloBaHUsA M cOOpa MH(POPMALUU NPH MOJO3PEHUH Ha
TKHUH sBastores:

1. Kiunuueckue M aHAMHECTHUYECKHE JlaHHBIE: CpPOK TecTalud, HH(EKIHOHHBINA
aHaMHe3, UMMYHOCYIPECCHBHAsl Tepamnus y MaTepud BO BpeMs OepeMEHHOCTH, Clyyau paHHEH
MJIaJICHUECKOW CMEPTHOCTH B CEMbE.

2. JlamHple ocMoTpa peOeHkKa: Hanmuuue  (HEHOTHUIUYCCKUX  OCOOCHHOCTEH
(XapakTepHbIX AJIs1 CHHAPOMAJIbHOMN MaTOJOrHM, Hanpumep, cunapoma JuJlxopmaxku, cM. nanee),
CBlIIb, IEPMATHUT, TUM(aIeHONATHs], YBEIUUEHHUE IIEUCHH, CEJIC3EHKH (XapaKTepHBIX Uil CHHIpOMA
OMEHH U CHUHApPOMa MPUKHUBIECHHUS MAaTEPUHCKUX JIUM(OLIUTOB).

3. KumHunyeckuii aHaIU3 KPOBHU C JIEHKOIMTAPHOM GopMyIioi (Hanuuue JTuMQoIeHuH,
HEUTPOIICHUH, 203UHODUITHH).

4.  HmmyHodeHOoTHNIMpOBaHHE JTUMGOUUTOB: omnpenenenue yucna T-, B- wmm NK-
TUMQOIUTOB ¢  00s3aTelbHBIM  QHATU30M  CYONONyJSIUMM  HauBHBIX  T-TUMQOIUTOB
CD3+CD45RA+.

5.  OmpeneneHne KOHIEHTPALMU CBIBOPOTOYHBIX HMMMyHOrsoOynuHoB A, M, G, c
o0s13aTeNbHBIM BKIIOUeHHEM E (moBbIIeHne XapakTepHo 171 cuHapoMa OMeHH).

6. T'enermueckoe wuccienoBaHue: cekBeHHpoBaHHe MeToJoM NGS mnaHenu TreHoB,
acconmupoBanHblx ¢ BOW, uckmouenue neneuuu del22qll.2 meromom FISH/MLPA. Ilpu
OTCYTCTBHH ITATOTEHHBIX BAPUAHTOB B I'€HaX, BKJIIOYEHHBIX B [IAHEIb, IPOBOUTCS MTOJHOAK30MHOE
CEeKBEHHPOBAHUE WJIHU MOJIHOE CEKBEHUPOBaHHME T€HOMa peOeHKa.

7. HckmodyeHne CUHApOMa MPHKUBIEHUS MaTepuHCKuX JuMdornuroB (Metogom FISH
JUI. MaJIbYMKOB 110 HAIMYHIO B Iepu(pepuIecKoil KPOBH KIETOK C X-XPOMOCOMOMN) UM METOA0M
aMITUGUKAIMY ¥ aHAJIM3a MPOJYKTOB MYJIBTUIUIEKCHOW mojuMepasHoi nenHoi peakiuu (ITL[P)
KOpoTkux TaHAeMHBIX ToBTOpoB (STR, short tandem repeat) unmu I[P B peanbHOM BpeMeHU
(marmpumep, nomumopduzmoB uHcepuus/aenenus (InDel, insertion/deletion)) (y manueHTOB Kak
KEHCKOT0, TaK U MY>KCKOTI'O T10J1a).

8.  HUccnenoBanue penepryapa T-kiaeTouHOro peunentopa (METOAOM IPOTOYHOM
nutomerpun i JIHK-cekBennpoBanus).

9.  MHUckmouenne BUY-undexkunn (merogom [P mnm uMMyHOOTIOT): MpH HAaIUYUH
BUY-undexnun y mMarepu Wi OTCYTCTBUH PE3YJIbTaTOB PYTHHHBIX OOCIIENOBAaHUN y Marepu
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(BBITIOJIHAETCA Ha 3Tame 0 TOCHUTAIM3AlMM B MpOoQUIbHOE UMMYHOJIOTMYECKOE OTJIEJICHHE);
W/WIH IPU U30JMPOBaHHOM cHIKeHUH CD4+ nmumdonuToB y pedeHka.

Ha ocHoBaHMM KIMHHKO-TA0OPATOPHBIX JAHHBIX BBIICISAIOT 3 KIMHUYECKUE (OpPMBI
TKUH (TunuvHblid, aTUNUYHBIA W cuHApoM OMEHH), a TaKXe CHHIPOM TMPHKUBIICHUS
MaTEPUHCKHUX JUMQOLUTOB, KOTOPHI MOXET COMYyTCTBOBATH TUIMYHON M aTUNUYHOU (hopmam
TKUH.

Tunmuneii TKHUH xapaktepusyercs abcomtotHort T-nmumdonenueit (CD3 menee 50
ki/mMkn). [lpu atunmmanom TKUH yucno T-nmumdoruTo 3HauuTenbHo cHMmkeHo (CD3+menee
1000-1500 xn/mxi), nons HauBHeIXx CD3/ CD4 numdouutoB wmenee 60%, xapakTepHa
oJlMrokjoHanbHass mpoiudepanus T-mumdormro. Atunumuneii TKMH — cineactBue Tak
Ha3biBaeMbIX Tunomopueix mytauuid B reHax TKHWH, mpu kotopeix auddepeHuupoBka u
¢bynkius T-mumponuToB HapylleHa Juilb yacTuyHO. Hanbosee yacTo K pa3BUTHUIO aTUITUYHOTO
TKHWH npuBonar myrauuu B reHax RAG1, RAG2, ADA.

Hns cunnpoma OmeHH, kpome T-ki1eTouHO# TMMQONIEHNU U HU3KOTO YKcia HauBHBIX T-
kietok mamatu (CD3+CD4+RA+ menee 20%), xapaktepHsl 303unodunus (6onee 0,8 ki/MKi),
noBellieHUE ypoBHS IgE B ChIBOpOTKE KPOBH, YBEIMYCHHE TICUCHU, CEIE3EHKU U JIUM(PATUUECKUX
y3JI0B 3a CYET OJIMTOKJIOHAIBHOM Mponrdepanuu cOOCTBEHHbIX T-TMMQOLUTOB.

CuHIIpOM NpUKUBJICHUS (MATEPUHCKUX) TUMQOLUTOB — TsbKenoe ocnokHeHue TKIUH,
MpHUBOJIAIIEE K TOPAKEHUIO MPAKTHUECKH BCEX OPraHoB M cucteM. OHO BO3HHMKAET BCIIEACTBUE
MPYKUBIICHUS, Pa3MHOXKEHHS M HMMMYHHOM araku JUMQOIMTOB MaTepu (MMEIOUIUXCS B
HEOOJBIIOM KOJIUYECTBE B KPOBOTOKE JIFOOOTO HOBOPOXKACHHOTO) WU JUM(OIIUTOB JOHOPA MPHU
MepenuBaHuy HEOOITyYeHHON SPUTPOIIUTHON MaCCHI.

B nepByro odepenp oTMeyaeTcsi HMMMYHHOE IMOBPEXACHHE KOXKH, KHUIIEYHUKA, MEUYECHU
pebenka. B knuHMKEe ~— mpeoONamaroT  TSDKENBId  paclpOCTPAaHEHHBIM  JE€PMATHT,
rernarocruieHoMeranus, TuMdaaeHonaTHs.

YacroTa pa3BUTHS CUHIPOMA MPHKUBIICHUS MATEPUHCKUX TUMGPOLUTOB ocTuraet 46% y
narueHToB ¢ TKUH. ¥V nanuentoB ¢ TKUH ¢ nedexramu renoB ADA, RAG1, RAG2, DCLRE1C
CUH/IPOM TMPM)KUBIICHUST MAaTEPUHCKUX TUMQOIMTOB OIMHCAH pEXe, BEPOSTHO, B CBI3U CO
crocobHocThi0o NK-KJI€TOK ¥ €IWHUYHBIX COOCTBEHHBIX JHUM(MOIMTOB AIUMUHHUPOBATH
qy)KEPOAHbIE (MATEPUHCKHUE) TUM(POIIUTEHI.

Huarno3 TKMH siBnsieTcss HEOTIOKHBIM COCTOSIHUEM B Nenuarpuu. B cBsizu ¢ Tem, 4to
reaetnyeckas quarnoctrnka TKUH/KWH 3annMaeTt, kak mpaBuiio, HECKOJIBKO HEJIENb, U B CBS3H C
HamnuueM ¢opm TKHMH ¢ moka eme He ONHWCAaHHBIMM TE€HETHYECKUMH JedeKTaMu U
HE0OXOIUMOCTBIO UX JITUTEIBHOTO TIOUCKA U (DYHKIIMOHATLHOTO MOATBepxkAeHus, auarno3 TKH
B cBete omnpeneneHus nokazanuii k TI'CK sBnsercs KITMHIUKO-Ta00paTOPHBIM.

HckmroueHne — mo1o3peHne Ha cuaapoMaibabie opMbl BOU, ipu KOTOPBIX HEOOXOIUMO
BBITIOJIHUTH TEHETUYECKOE UCCIIEIOBAaHNE B KpaTuaiiliue Cpoku. B oxxugannu pe3yibprara naiueHTa
BenyT Kak pedenka ¢ TKIH.

[Tanpent ¢ monmo3penueM Ha TKHMH Hyxpaercss B SKCTPEHHOW TOCHUTANIM3ALMU B
CTallMOHAP C MAKCUMAJIBHO BO3MOXKHOW H3OJSIIHEH (CTEpUIBHBIA OOKC), B HE3aMeIUTEIHHON

MHTCHCUBHOW KOMIUIEKCHOW MPOTHBOMH(EKIIMOHHON Tepanuu (B Cllydyae OTCYTCTBHSI MPU3HAKOB
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MH(EKIUNU — B peKUMe MPOPUIAKTHKH) C MOCIEAYIOINIMM MaKCHMAJIBHO OBICTPBIM MEPEBOJIOM B
CIICLIMAIM3UPOBAHHBIEC IIEHTPHI 1J1 MOAroTOBKH U nipoeaeHus TT'CK.

[TpodunakTuyeckyro Tepanuio MPOBOASIT aHTHOMOTHKOM IIMPOKOTO CHEKTpa JAEUCTBHUA,
MIPOTUBOMHEBMOLIMCTHBIM IMpenapaTtoM (KO-TPUMOKCA30J1), MPOTUBOIPUOKOBBIM U MPU HAIUYUH
MH(OUUIMPOBAHUS TMPOTUBOBUPYCHBIM mpemnaparoM. [lpu namuuuu npusnakoB BIDK-undexnuun
He0o0X0IMMO Ha3HaueHue OT 3 10 5 MPOTUBOMUKOOAKTEpUATbHBIX MPENapaToB (B 3aBUCUMOCTU OT
pacnpocTpaHEeHHOCTH Tpoliecca). HezaBucuMo oT ypoBHS UMMYHOTTIOOYJIMHOB CHIBOPOTKU KPOBU
BceM mnanueHtam ¢ TKMH npoBoaar 3amMecTUTENbHYIO TEpalvio MpenaparaMd BHYTPHUBEHHBIX
MMMYHOIJIOOYJIMHOB YeJIOBEKa OT MOMEHTA [TOCTAaHOBKU JUArH03a 10 BOCCTAHOBJICHUS UMMYHHOMN
¢byukaun nociie TI'CK, B exxeHenenbHOl 103¢ HE MeHee | r/kr mox koHTposieM ypoBHs IgG. Ilpu
HEOOXOUMOCTH TEPEIMBAHUNA KOMIIOHEHTOB KpPOBU (IPUTPOLIMTHAS Macca) IO KU3HEHHBI
MOKA3aHUsM CJIeIyeT UCIOJIb30BaTh TOJIBKO OOTYYEHHbIE MPEnaparhl.

TI'CK — eAMHCTBEHHBII HMIMPOKO JTOCTYIHBIM KypaTUBHBIN METOJ JeueHUs OOJNBbHBIX C
TKWH, 6e3 npoBenenus KoTopoii cMepTHOCTH cocTaBisgeT 100% B nepBbie 12—18 MecsieB )KU3HU.
[Tpu ycnemnoit TI'CK nporuo3 kadecTa u MpoA0IKUTENBHOCTH KU3HU B 11€JIOM OJIarOMpUsITHBIN,
HO BO MHOTOM OIpeAeNseTcs] TSHKECTbI0 CHOPMHUPOBABIIMXCS K MOMEHTY TpaHCIUIAHTAllUU
XPOHUYECKHX 04aroB MHGEKIIUU U TOPAKEHUs OPraHOB.

Hna TKUH ¢ nedexrom rena ADA u aedunuroMm ogHoummeHHOro depmerta (ADA-
TKWH) pa3paboran meton hepmeHTo3amemnieHus. HecMoTpst Ha TO, 4TO OOJNBIIMHCTBY MAlIUEHTOB
¢ ADA-TKHH B xoneunom utore nposoautcs TI'CK, pepmenTo3amemnaromas tepamnus sBaseTcs
BAKHBIM 3TalloM, MO3BOJISIONIMM MOJAEPKUBATh COCTOSIHUSI 30pOBbsSl MAIMEHTOB Ha JTare
noarotoBku K TT'CK, 1 3HaYNTENBHO CHUKAET €€ PUCKHU.

®depmenT-3amenaronias repanus i nauentos ¢ ADA-TKHWH 6bu1a npenoxena B 1976
I. U MPOBOJAWIACH MyTEM TMepelrBaHUS OOITYYEHHBIX JOHOPCKUX IPUTPOIUTOB, COAEPKAIIUX
aJIeHO3MHJe3aMHHa3y B BbICOKOM KoHUeHTpauuu. C 1980-x TogoB s MpOJIOHTMPOBAHHOTO
JIEYEHUS UCTIOIh30BAINA OYHIIIEHHBIN ObIYMii ()EPMEHT — aJIEHO3UH/Ie3aMHHA3Y, KOHBIOTUPOBAHHYIO
¢ monudTHIeHTIuKoneM (meragemasa, Adagen). OgoOpeH k mpuUMEHEHUI0 U JocTyneH B Poccuun
HOBBI TpemapaT JUisi BHYTPHUMBIIIEYHOTO BBEIEHUS — pPEKOMOWHAHTHAs TerelrupoBaHHAs
aJleHO3MH/Ie3aMKHa3a (daneragemasa, Revcovi).

B MHpOBBIX IIeHTpax BBINONHSIOT TEHHYIO Tepamuio mpu HekoTopbix ¢opmax TKHH:
ADA-TKUH, I12RG, DCLREI1C (Artemis). B Poccuu nanHbie METOIbI TEPAIIUU ITOKA HEOCTYITHBI.

Bo u36exanne nadummposanus nanueHTsl ¢ TKUH nomkHb HaXOAUTHCS B YCIOBHSIX
CTepUJIIBHOTO OOKCa ¢ MaKCUMAJIbHBIM COOIIIOJIEHUEM CTEPHIIBHBIX YCIOBHH yXOJa CO CTOPOHBI
poauTenel U MeanepcoHana. PekoMenayercs npekpanieH|ue rpy/IHoro BCKapMIIMBaHUS B CBSI3H C
pUCKOM UWH(MUIMPOBAHUSA, B TMEPBYI OdYEpPeNb IUTOMEraloBUpycoM. VICKyccTBEHHOE
BCKapMJIMBaHUE TIPOBOAUTCS C UCTIOIB30BaHHUEM CMECEei Ha OCHOBE TOJHOTO THIpOJn3aTa Oelnka,
0€3MOJIOUHBIX Kalll U APYTUX MPOAYKTOB IO BO3PACTY, MPOMIEANINX TIIATEIbHYIO TEPMHUECKYIO
00paboTKy.

2.6. Cunapomaibnbie ¢popmbl BOU

BOMU ¢ curnpomanbHbiM (EHOTUIIOM — caMasi pa3HOOOpa3Has 1 MHOTOYHCIICHHAs TPyIITa,
B KOTOpPOM BBIJETSIOT HECKOJBKO CaMOCTOATENbHBIX MOATPYNN B  3aBUCUMOCTH  OT
MATOTEHETHYECKOTro Mexanu3Ma. T-mumMponeHus pa3nuyHON CTENEHU BBIPAKECHHOCTH XapaKTepHa

st BOU ¢ nedexramu tumyca, rpynnsl BOU ¢ napymenuem penapaunu JITHK, nMMyHOKOCTHBIX
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JUCIUIAa3Hid, a Takke€ HEKOTOpBhIX (hopM M3 Apyrux nmoarpynn (cMHIpoM XeHHekama, AeQUIUT
nypuaHykiaeosuadochopunassl (PNP), nedpexrsr rero BCL11B, EPG5, DIAPHL).

Ha Oonpmux KOroprax HOBOPOXACHHBIX  YCTaHOBJIEHO, YTO MAalUEHThl C
CUHAPOMANIbHBIMU 3a00JIEBAHUSIMH COCTAaBJISIIOT HE MEHee TpPeTH OT BCEX MAIMeHTOB ¢
MOJIOKUTEIbHBIM PE3yJIbTaTOM HEOHATAIbHOIO CKpUHUHTa. Hanbonee yacTbIM cpesiu HUX SBIISETCS
cunzpom JuJlxopaxu, nocturas 66% cpeay BceX CHHAPOMAJIbHBIX COCTOSIHUM, BBISBICHHBIX HA
CKpUHUHTE.

Ha BTOpoM mecTe mo yactoTe HaxoAuTcst cuHjapoM [layHa (Tpucomusi Xxpomocomsl 21).
Cunapom Jlayna He kiaccudunmupoBaH kak BOW, HO HW3BECTHO, YTO Yy 3HAYMUTEIBHOH YacTH
MAIMEHTOB C TPUCOMUEH XpOMOCOMBI 21 omucaH MHUPOKUI CHEKTP UMMYHOJIOTUYECKUX MPoOeMm,
00YyCIIOBJICHHBIX BBIpQKEHHBIM Jieuriutrom T-mumMbonuToB 1 HapyeHneM auddepeHnupoBku B-
TUM(OIIHUTOB.

Yacrora poxaeHus naered ¢ Tpucomuerd xpomocombl 21 cocraBmser 1:600-900
HOBOPOXKJCHHBIX. B pETPOCIEKTHBHBIX UCCIEJOBAHMUSIX I[IOKAa3aHO, YTO Yy OOJIBIIMHCTBA
HOBOPOXKIEHHBIX ¢ TpucoMuenr xpomocomsl 21 nokazarenn TREC u KREC B cyxux narHax kpoBu
JIOCTOBEPHO HUXKeE, 4eM y 310poBbiX. Oanako yucino nauueHtoB ¢ TREC Huxke moporoBbIx
3HAQUYEHMI MO NMpUYMHE CUHApPoMa JlayHa B KOTOPTHBIX MCCIIEAOBAHUSAX 3HAUUTEIBHO Pa3InyaeTcs,
¢ MakcuMyMoM 38% ot Bcex cuHapoManbHbiXx BOU B oTenbHBIX cilydasiX, Tak Kak OIpeaeseTcs
YCTaHOBJIEHHBIM IIOpOroBsIM ypoBHeM 3HaueHus TREC u KREC.

Hpyrue cunapomansHeie BOW Takke IHarHOCTUPYIOT B pPa3HbIX MNONYJALMIX C
pasnuuHoit yactoroil. Cpenu Hanbonee yacteix CHARGE-cunapom, cunnpom SAxoOceH, CUHIPOM
Jlyu-bap.

Hcxonsa 3 ananusa JaHHBIX poccuiickoro peructpa BOU, oxunaercs Takxke BbIBICHHE
MalKUeHTOB C CUHJApoMOM HuliiMereH, y MHOIMX M3 KOTOPBIX ONHMCAHO 3HAYUTEIBHOE CHUXEHUE
TREC u, pexe, KREC.

BOM c¢ nedpexramm Tumyca
Cunpapom [An/lxopmxu (CII)

Haubonee uvacras cunapomanbHas maTojorusi cpenu Bcex BOU — cunapom nenenuu
xpoMocombl 22. B pesynbpraTe nenenuu cerMeHTta 11.2 JIMHHOrO mjeda XpoMOCOMBI 22 WU
MmyTtauuu B reHe TBX1 Ha OgHOM M3 TOMOJOTMYHBIX XPOMOCOM MPOUCXOJUT HapyUIeHUE
(hopMUPOBaHUS OPTAHOB, MTPOUCXOSIINX U3 TPEThell KabepHOW Myru (HIKHSSL YacTh JTUIIEBOTO
CKeJleTa, TUMYC, MapaliuTOBUAHAS jKelle3a, BEpXHUE OTAEIbI Cep/lla U MaruCTPajJbHbBIX COCY/IOB).

Jns JTaHHOTO CHHApPOMA XapakTEPHO COUYETaHHE MOPOKOB Pa3BUTHS JUIEBOIO CKEJETa,
Cep/illa, HAIMYMUE THUMNOKAIbIMEMUU BCJIEACTBUE THUIOIUIA3UM NApAIIUTOBUIHON >KEIe3bl U
UMMYyHOJeUIIUTa BCIEICTBUE Tumnomiaazuu (ammasun) tumyca. Cunapom genenuu 22ql11.2
BapuabeNieH MO0 COYETAHUIO MEPEUYHCIEHHBIX MOPOKOB M BBIPAKEHHOCTH HMMYHOJIOTHUYECKUX
HapyueHuil. Yactora poxaeHus aerei ¢ qanHoi naronorueid qocruraer 1:6000 HOBOPOKIECHHBIX.

[Tox TepmunoM «cunApoM du/Koppkimy» NOHUMAKOT ClTydau AeJIEUA XPOMOCOMBI 22 UiIn
reHeTuyeckux u3MeHnenuit B reie TBX1 ¢ nammuuem ummynoaepuiuta. CHHOHUMAYHBIC Ha3BaHUS
CATCH 22, BenokapanodanuaibHbIi CHAPOM, CHHAPOM JIMIEBBIX U KOHOTPYHKAIbHBIX AaHOMAJIHHA
ycrapenu u 0Oojee HE HCHONB3YyloTca. Kpome 3TOro, B JUTEpaType BCTpEYaeTCs OMUCAHUE
MalUEHTOB C KJIMHUYECKUM AMArHo3oM cuuapoMa JuJ[>Kop/ku, HO HE HMMEIOUIUX JeeIru

XpOMOCOMBI 22, NMAaTOreHHbIX BapuaHTOB B reHe TBXI1 mnm npyrux reHeTM4eckux HU3MEHEHH,
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OJIHAKO B KOHTEKCTE HEOHATAJIbHOTO CKPUHMHIA JlaHHBIE CJIy4yal paccMaTpUBAIOTCS Kak
cunapomManbHbii BOW 6e3 ycTaHOBIEHHOTO TeHETHYECKOoTro nedexTa.

YV 80% mnanuentoB ¢ CJ/IJ] omucanbl BpOXKICHHBIE MOPOKU CEpJilla, CPEAr KOTOPBIX
HauboJsee yacto HabmonaoTces Terpana danno, npepblBaHre TyTu a0pThl, OOIIMI apTeprabHBIHI
cTBOJI. ['mmokanpliveMusi, runomnapaTiupeo3 Bcrpedarorcess y 17-60% manueHToB u AeOIOTUPYIOT
CYJIOPO’KHBIM CHHAPOMOM IIPH BBIPAKEHHOM JePUIMTE KalblMs B MIIAJEHYECKOM BO3pacTe,
OOBIYHO B IEPBbIC HEAETH >KU3HHU. Y MAlMEHTOB CTapllle Tojia TUIOKAIbIIMEMUYECKUE CYI0pOTH
Ha0I01al0TCs 3HAYUTENbHO pexe — B 13-30% ciydaes.

Hapymienne ¢opmupoBaHus HOCOTJIOTOYHOIO ammapara BCTpedyaeTcsl mpuMepHo B 50—
70% ciy4aeB u MpOSABIIAETCS B BUE paciuerieHust HEOa, ryObl, pa3aBoeHus y3aeuku Héb6a. Y 40%
OlMcaHa KOHAYKTUBHAs WM CEHCOHEBPAJIbHAS TYTOYXOCTh. Y MAllMEHTOB XapaKTEePHbIN THYCaBbIN
OTTEHOK roisioca. BcnenctBue mnepedyuciieHHbIX aHoManud y 36% mauueHTOB OTMedaercs
3aTpyIHEHUE TII0TAaHUs, KOTOpOe TpeOyeT XUPYpPruuecKoil KOppEeKIUu.

Jns Bcex naunentos ¢ C/1/] xapakTepHbl OTIIMYHUTENbHbBIE YEPTHI JTULA: YIVIMHEHHOE JIULIO,
MUKpPOTHATUSl WM pPETPOrHATHs, IMIMPOKas MEPEeHOCHIlA, TJIa3HOW TUMEPTEIOPU3M, HHU3KO
MOCaKEHHBIE U JAe(OPMUPOBAHHBIE YIIIHBIE PAKOBUHBI, MENIKHE 3yObl, OyJIb0000pa3HbIii KOHUYHK
Hoca. ClielyeT OTMETUTh, YTO TUIIMYHBIE YEpPThl JULA OYEHb CJIOKHO 3aMETUTh Yy NAlMEHTOB
paHHero Bo3pacTa, TEM HE MEHee Y HOBOPOXACHHBIX ClelyeT oOpaliaTh BHUMaHUE HA CTPOCHHUE
Hapy»XKHOW YIIHONH paKOBHMHBI, THUIIEPTENIOPU3M, TOrJa KakK OCTalbHble (EHOTUIIUYECKUE
0COOCHHOCTH JIMIEBOTO IucMOp(dr3Ma CTaHOBATCS O0JIee 0UeBUIHBIMU 10 MEpPE pOocTa peOeHKa.

Y 1/3 nanueHToB HAOMIONAIOTCS MOPOKH PAa3BUTHS TMOYEK M KOCTHBIE aHOMAIIUU
(Hampumep, IKTPOAAKTHINS, TOTUAAKTHINS, UTMHHBIE CYXKAIOIIMeCs Malblibl, KPaHHOCHHOCTO3,
CKOJINO3 C AaHOMaJHsIMH TIO3BOHOYHMKA U 0e3). W3 aHomanuii OpOHXOJETOYHOW CHUCTEMBI
BCTpEUaIOTCs Tpaxeod3o(dareanbHbIl CBUI, KOPOTKas IIes C YMEHBIICHHBIM KOJIMYECTBOM
TpaxeaJlbHbIX KOJIEL, aHOMaJIUs Xpslla NUTOBUIHON JKeJIe3bl, JIApUHTOMAIIALIMS, TPaXxeoMassaus,
OpoHxomansanus, AeQeKT nepeaHe roI0COBOM CKIIaIKH.

U3 nedexron xkenyaouHo-kumednoro (JKKT) BcTpedaroTcst aTpesust nuieBoia, aTpe3us
WM CTEHO3 aHyca. 3aJiep’KKa pe4eBOro, ICUXOMOTOPHOTO U (PU3HUECKOTO Pa3BUTHUS HAOIIOaeTCs
y 70-90% mnanueHToB U ycyryomsiercs ¢ Bo3pactoM. [loBeneHUeckre U CUXUUECKrue IpoOIeMbl
TaKXe MOTYT BCTPEUYaThCs Y NAIMEHTOB C CUHAPOMOM JICJIEIUH XPOMOCOMBI 22.

B nmerckom Bo3pacTe OOBIYHO OTMEUAIOTCA THIEPAKTUBHOCTh, TPEBOKHOCTD,
paccTpoiicTBa ayTHCTHYECKOTO CHEeKTpa. B moapocTkoBoM u B3pociom Bo3pacte y 10-30%
OTMEYArOTCs OUTIONSIPHBIE paccTpoicTBa, Mmu30ppeHus, muzoadHeKTUBHBIE paCCTPONUCTBRA.

[TaTonmorusi MUTOBUAHOM Kele3bl YacTo HAOMIOJaeTCsl y JeTe ¢ CHHIPOMOM JAeNeluu
XpoOMOCOMBI 22: B JIeTCKOM Bo3pacte U 'y 20% B3pOCIBIX pa3BUBAETCA THIOTHPEO3, B JETCKOM
BO3pacTe MHOT/a BCTpedaeTcs runeptTupeos. Peako otmedaercs AeQUIIMT rOpMOHA POCTA.

NMMyHoOOrnyeckue HapylleHUsl BCTpevaroTrcss B 77% ciaydaeB M XapaKTEepU3YIOTCS
nedexrom T-KIeTOYHOTO 3B€Ha BCIIEACTBUE TUIIOTUIA3HHA TUMYCa PAa3HOM CTETIEHU BBIPaKECHHOCTH.
[Tonnas atumus HabIromaercs penko, He Oonee ueM y 1,5% manumenTtoB. ClienoBaTenbHO, MIPH
UMMYHO(DEHOTUNHPOBAHUHN CHIDKEHO uucio T-numdorutoB (CD3+), uncno HauBHBIX T-
mumdorutoB CD3+CD45RA+, panaux tumudeckux wmurpantoB CD3+CD45RA+CD62L+ u
konuyecTBO TREC.
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Taxke y marmuentoB ¢ CJIJ] ommcanpl TymopaibHbie Oe(EKTHI TPH, KaK IPABHIIO,
HOpMalbHOM  KosmmuectBe  B-mumdoruroB u  KREC  (mapymenue  crenuduveckoro
AHTUTEI000pa30BaHus, U30UpaTenbHbIA Aedunut IgA, runmoramMmmarioOyIuHeMus ).

T-knerouHblii  JgeeKT MpOSBIAETCA  MPEAPACHONIOKEHHOCTbIO K  TPHUOKOBBIM
3a00JIeBaHUSAM, TTHEBMOLUCTHOW MWHQEKINU, HEKOTOPhIM OakTepuaabHbIM M BHUPYCHBIM
UHDEKIHSIM. Hapymenune T-numdonossza npeapacnosaraer K pa3BUTHIO ayTOMMMYHHBIX
3a0osieBaHUN, MaHU(ECTHUPOBATh KOTOPbIE MOTYT Ha MPOTSHKEHUE BCEM JKU3HM MalMEHTa.
Haubonee yacto pa3BuBarOTCs UMMYHHbIE IUTONEHUH: TpoMOouuTonenus (10 30% mnanueHTos),
ayTOMMMYHHas remonuTtudeckass anemust (12% mnamuenTtoB). Takxke XapakTepHbI Takue
ayTOMMMYHHBIE OCJIOKHEHHMSI, KaK FOBEHWIbHBIN peBMaTouaHblil apTput (FOPA), BocnianuTenbHble
3aboneBanus kumeynuka (B3K), ayrouMMyHHBII yBeHT.

[To crenenu BbIpaxeHHOCTH T-numdornenun BoiAensor ase Gopmbl CJ/1: momnyro
(CD3+<50 xu/mki) (ummyHodeHOTUNIMYeCKH HeoTanunmyto ot T-B++ TKWH) u Henomnyro
(CD3+>50 kn/mki). Cpenu nanuenToB ¢ nonHbiM C/1J1 BcTpedaroTest manueHThl ¢ KITMHUYECKUMU
MPOSIBJICHUSIMUA, HAllOMUHAOIIKUMU  cuHApoM OwmenH, — arunuudbld CJHJd. VYV Takux
HOBOPOXKJCHHBIX OMHMCAHBIl SPUTEMATO3HBIM AepMaTHT, JUMQONPOIUPEPATUBHBIN CUHAPOM,
renaTuT M TOPaKEeHHE KHUIIEYHHKA, OOYCIIOBJICHHBIE OJMIOKJIOHANBHON mponudepauuend T-
TUM(OIUTOB COOCTBEHHOTO MPOUCXOKICHUSI.

[[upokonoctynHoi KypaTuBHOM Tepanuu s aeteil ¢ CIJ Ha ceroaHsAIIHUN 1eHb HE
CyILlIECTBYET. B eIMHUYHBIX LIEHTPAaX B MUPE UMEETCS OIBIT TPAHCIUIAHTALMK TUMYCa HallueHTaM C
nonaeiM CJIJI, onHako B Poccum 3TOT METOJ Tepamuu HE MCMIOJB3YIOT. TeM He MeHee IpH
CBOCBPEMEHHO HAuyaTOW MAaTOTEHETHYECKOW Tepamuu yJaaeTcss JAOOUThCS 3HAYUTEIHHOTO
YIIyYIIEHHUs] Ka4eCTBA U MPOJIOJKUTENbHOCTH KU3HU BILIOTH 10 HOPMAJIbHBIX.

Lenr Tepanuu y HOBOpoxIeHHbIX Jnered ¢ CJJ] 3axmroyaeTcss B KOPPEKLMH
KU3ZHEYTPOXKAIOMINX BPOXKACHHBIX TMOPOKOB, KOMIIEHCALIUM HMMMYHOJIOTHUYECKUX AC(PEKTOB,
KOHTpOJI€ 32 HH(GEKIUSIMU, KOPPEKIIUU TUITOKANBIIMEMHUHN. Y UUThIBas BApUAOETbHOCTh ITyOUHBI T-
muMmdonenun, 6e3ycioBHo, naneko He Bce manueHTsl ¢ CJIJI umeror Huzkue TREC u Oyayt
JUAarHOCTUPOBAHBI C IOMOIIbIO HEOHATAIBHOTO CKPUHUHTA.

Hetu ¢ CHJI, BbIsBICHHBIE NpPU HEOHATAJBHOM CKPUHHUHIE, HWMEIOT 3HAUYUTEIbHBIE
MMMYHOJIOTHYecKHe HapyieHus. V3 Hux uncio nanuenTos ¢ nonusiM CJ1J1 He mpeBbimiaet 8—10%,
UMMYyHoOJIoTHYecKuit AedekT y Takux nmauneHToB skBuBanenTeH TKMH. YacroTa poxaenus aereit
¢ nonubM C/1/] mana u onenuaercs kak 1:800 ThiC. HOBOPOKIEHHBIX.

Bcem mnamueHTaM MOKa3aHO HE3aMEIJIMTENBHO HAyaTh 3aMECTUTENbHYIO TEpPaIruio
BHYTPUBEHHBIMHU WUJIU MOAKOKHBIMH TpernapaTaMid UMMYHOTJIOOYJIMHOB B exeMecssuHoi no3e 0,6
r/kr.  Taxke mamueHTaM Ha3HAYAOT MPOQUIAKTUIECKYIO TPOTUBOMUKPOOHYIO Tepanuto. CJ/]
HE SBJIAETCS MPOTHUBONOKA3aHHEM K OMNEpalUsIM IO KOPPEKIMU MOPOKOB CepAlla U JPYTUX
aHOMaJHii, B Ipe/- U MOCTONEPANMOHHOM MEPHOaX HE0OX0UMO MPOI0IKATh HHUIIMUPOBAHHYIO
paHee 3aMECTUTENIbHYIO TepaIuio.

Cunagpom CHARGE

HasBanmne cunapoma — aOOpeBHaTypa OCHOBHBIX (EHOTUIUYECKHX OCOOCHHOCTEH
narueHToB: C — komoboma, H — BpoxkIeHHBINM MOPOK cepana, A —arpesust xoaH, R — 3amepixkka
pa3zButusi, G — aHOMaJIuu TEHUTAIMA U MOYEBBIBOJIALLIEH cucTteMbl, E — maTonmorus yxa. Yactora

poxnenust nereir ¢ cunapom CHARGE, no pnanHeiM surepatTypsl, coctaBisier 1:8500
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HOBOPOXJEHHBIX. Y 70% manueHToB K pa3BUTHUIO 3a00JI€BaHMs IPUBOISAT [IaTOTEHHBIE BApPUAHTHI
HykjieoTuaHou nocnenoBarenbHoct CHD7 u pexxe — rena SEMA3E, nacnemyeMbie ayTOCOMHO-
JOMHUHAHTHBIM ITyTEM.

®enotun nanueHToB, kak U npu CJIJ[, BKiIroyaer BpoxaeHHBIM MOpok cepaua y 80%
MaUEeHTOB, TUIIOIUIA3HI0 UK ariazuio Tumyca y 10-70%, aedexTtsl TBeporo u Markoro Héda (10
70%), 3amep:kky mncuxoHeBposorudeckoro pasButus (53—100%). B oriauune oT MamueHToB C
neneuuent 22ql1.2 y nereit ¢ cungpomom CHARGE He onucana runomnsiaszusi napamydTOBUIHON
xenesbl. MIMmyHonornueckue nedeKThl TakKe XapaKTepusylorcs T-KiIeToyHoW aumQoreHuein
Pa3HOU CTENEeHH BbIpaXXKEHHOCTU. [101X01bI K BEACHUIO U TEPANNH TAKUX MAlIUEHTOB aHAJIOTUYHbI
CaA.

Cunapom Skodcena

Cunnpom Skobcena, kiaccuuuupoBaHHbIN Kak 1eeKT TuMyca, 00yCIOBIIEH YaCTUYHON
JeNeleil JucTaabHOM YacTH JUIMHHOTO I1e4a XxpoMocoMmsl 1 1. Pazmep nenenuu Bapbupyer ot 5 10
20 MO ¢ pa3pbeiBoM B xpoMocoMHOM 03HAe 11q23.3 u aenenueii, pacnpoCcTpaHsIOMIEHCs TUCTATLHO
BILIOTH J0 TE€JIOMEPHI.

Knununueckue nposineHus cunapoma SIkodceHa BappUPYIOT y OTJAENIbHBIX MAIlHEHTOB H,
MPEANONOXKUTENIBHO, 3aBUCAT OT pa3Mepa JelelUd, BKIYAKOUEd MHOXKECTBO T'€HOB,
PacmooKeHHBIX Ha XpoMocoMe 11, dyHKIIMOHaTbHAS 3HAYUMOCTh OOJIBIIMHCTBA U3 KOTOPBIX 10
KOHIIa HE HW3BECTHA. /[[I HOpManbHOrO pa3BUTUS MMMYHHOW CHCTEMBI UM CHCTEMBI KPOBH
IoKa3zaHHOe 3HaueHue nMmeroT nBa reHa: ETS1 u FLI1.

Tpanckpunuumonnsiit paxtop v-ETS, nponykT rena ETS1, yuacTByeT B KJI€TOUHOM POCTE,
nuddepeHMpoBKe U TMpoiudepannd JUMOOUAHBIX KIETOK, JeNelds ATOr0 IeHa Y MBbIIIeH
npuBOIUT K nedekram paszutus T-, B-, NK-knerok. Ha manom uucie mamueHTOB MOKa3aHa
koppemsius Mexay nedpektom reHa ETS1 u ymeHblieHMEM MOMYJSIUN PAaHHUX THUMHYECKUX
murpantoB CD4+CD31+CD45RA+. ledpextsl rena FLI1 nmpuBoasT k ntuchyHKIUN TpPOMOOLUTOB
1 00yCIIOBIMBAIOT TPOMOOIIMTONIEHUIO Y MAIMEHTOB ¢ CHHAPOMOM SKkoOceHa.

@DeHOTUIT TMalMeHTOB C CUHAPOMOM SkoOceHa BO MHOTOM TIOXOK Ha OIMUCAHHBIN
cumntoMokomiuieke mpu CJJl. OTnuuntensHbIMH OCOOEGHHOCTSAMH TpU cUHApoMme SkoOceHa
SABIAIOTCS OoJiee 4YacThle aHOMAIMM KOCTeM U ckenera (CHHIAKTWIMHM) ¢ HaIU4YUe
TPOMOOIIMTONEHUH C JUCMErakapuomod30M, KOTOpyr HeoOxoaumo auddepeHpoBaTh ¢
UMMYHHOU TPOMOOIIUTOTICHUEH.

VY yacTu MalMeHTOB OMMCaH KOMOWHUPOBAHHBIN UMMYyHOAePUIUT: T- 1 B-numdponenus,
CHIDKGHHE  MHTOT€HHOTO  OoTBeTa  [-TMMQOUUTOB B  OTBET HA  CTUMYJISIHIO,
TUIOraMMario0yIuHEMus, HapylIeHHe Crenu(uIecKoro aHTUTenoo0pa3oBaHus. B HeCKOIbKUX
3apyOexKHBIX TpOrpaMMax HEOHATATBLHOTO CKPUHUHTA OBLITH BHISIBJICHBI HOBOPOKIEHHBIC, KOTOPHIM
0 pe3yJbTaTaM T€HEeTHYECKOT0 aHaIu3a ObLT MOCTABJICH TUArHo3 «CUHAPoM SkoOceHa». [Toaxombl
K BEJICHUIO U TEpaUM TaKUX NanueHToB aHanoruuusl CJ/I.

Cunapom /Iu JT:xopaxu 2 (dell0p14)

Henenus kopoTkoro mieya xpomocomsl 10p13 pl4, Bkimrouaromias reast GATA3, DGCR2,
MPUBOIUT K opmupoBanuto enorumna, cxoanoro ¢ CJI/1, BcreacTBue yero 3abojaeBaHUEe HOCUT
Ha3BaHue «cuHapoMm Ju JDKopmku-2». Y TNalUEHTOB TaKXe€ OINUCAHbl TUIOIJIA3Usl THUMYCA,
muMmdorneHus 3a cueT T-KIeToK, HapylIeHue mpordepalii B OTBET Ha CTUMYJISIINIO MUTOT€HAMHU.

Jlpyrue HacjieACTBEHHbIE AILUIA3UN THMYCA
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BOU c¢ amnmasweit tumyca (aTuMus) — rpynma peakux 3a0oieBaHUN, KOTOPHIC 10
pacnpocTpaHeHHUs] MPOTrpaMM HEOHATaJbHOTO CKPUHUHTA OBLIM OXapaKTepu3oBaHbl CKynHO. K
pazButuio atumuu npuoaat mytanuu B renax FOXN1, PAX1, TBX1, HOXA3, FOXI3, kotopsie
UTpaAlOT KJIIOYEBYIO POJIb B Pa3BUTHS TKaHEeW TuMyca B 3MOpHoreHese. TpaHCKpUIIIMOHHBIE
¢dakTopet FOXN1 u PAX1 perynupyroT NpeuMyIIeCTBEHHO YKCIIPECCHIO TEHOB TKaHEH TUMYyca, a
TBX1, HOXA3, FOXI3 BoBnedeHsl B sMOpuorene3 1—4-i xabepHBIX OyT, U TTO3TOMY JAehEKThI B
3TUX IeHaX MPUBOJAAT K Pa3BUTHIO JUM(ONEHUHU B COYETAHUU CO CIONKHBIMU CHHIPOMAIbHBIMU
COCTOSIHUSIMU.

Bce BOUM c¢ ammasuedd TuMyca HWMEIOT OJIWHAKOBBIM HMMYyHO(PEHOTHI: 4YHCIO T-
nuMponuroB mMenee 50 ki/mki, TREC pe3ko cHMKEHBI WKW OTCYTCTBYIOT, umciio B- m NK-
TUM(OIIMTOB COOTBETCTBYET HOpPME. Y OTJENbHBIX MAalMEHTOB onucaH cuHApoM OMEHH 3a cueT
AKCTPATUMHUYECKOM OJIUTOKIOHATBHON Tponudepanun T-mumponuTos.

Tpaunckpunuuonnsiii  ¢akrop FOXNI peryaupyer QopMuUpoBaHHE THUMHYECKOTO
snuTenus ¢ 8- Hemenaw SMOPHOHANBHOTO Pa3BUTHS, OuamnenbHble myTanuu B rene FOXNI
npuBoAT K pazsutuio T-B+TKMH B koMOmHammu ¢ ToTanbHON amtonernueil. B mureparype
ONMCaHbl €IMHUYHBIE MALMUEHTHl C aTUMHUEHd W aJuIoNelue i KOTOPBhIX €IMHCTBEHHOU
KYpaTUBHON BO3MOKHOCTBIO SIBJISIETCS] TPAHCILIAHTALIUS TUMYCA.

I'erepozurotHeie mytauuu B reHe FOXNI1 npuBOosAT K ramioHEAOCTaTOYHOCTH, YTO
nposBisieTcs rryookoit T-mumdonenueii, HyneBbiMu TREC B TeueHue nepBbIX HEAENb U MECALEB
KHU3HU pebeHka. Takxke y malueHToB, yuuTbiBas skcripeccuto FOXN1 B mpou3BOAHBIX 3KTOIEPMBI,
OTMCAHBI TUCTPO(DUS HOTTEH, IEPMATUT, TOHKHUE BOJIOCHI.

ITo mepe pocta pebeHka K 2 ToAaM JKM3HM YHUCIO JUMQOIUTOB MOCTEIEHHO
HOpMaHu3yeTcs 3a uckioueHueMm nonyisinuu CD8+ numMbonuToB, KoTopas ocTaeTcsl HU3KOM Ha
NPOTSHDKEHUM  JUIMTENIBHOTO  BpeMeHHW. [lalMeHThl HyXAaloTcsi B HENPOJOKUTEIIbHON
3aMECTUTEIbHOU Tepanuu npenaparamu UMMYHOTJIOOYJTMHOB, npoUIaKTHIECKON
MPOTUBOMUKPOOHOMN TEpaIuu.

buannensupie mytauun B reHe PAXI] mnpuBoaAT K aTMMUM B COYETAaHUHM C
0Cc00eHHOCTSIMH (PEHOTHIIA, 3200JIeBaHNE HOCUT Ha3BaHUE «OTO(AIIMOLEPBUKAIIBHBINA CHHAPOMY. Y
MAIMEHTOB OMUCAHbl OCOOEHHOCTH CTPOEHUS JIMIIA, HAPYKHOTO yXa, aypUKYJIspHbIE (DUCTYIBI U
OpoHXHUaTbHBIE KACTHI, HEOObINAs 3a/IeP>KKa PA3BUTH.

['eTepo3uroTHeie NaTOT€HHBIE BAPUAHTHI HYKJICOTHIHOM MociaeaoBaTebHOCTH reHa TBX1
MPUBOAAT K TaIllJIOHEJIOCTATOYHOCTH, CUYUTAETCA, UYTO HMMEHHO MyTanuu B reHe TBXI,
JIOKAJIM30BaHHOTO Ha XpoOMocoMme 22, OTBEYaroT 3a (OPMHUPOBAHUE XapAaKTEPHOTO (PEHOTHINA Yy
MALUMEHTOB ¢ CUHApoMoMaenenuu 22q.11.2.

IIpuaunune! Tepanuun BOU ¢ gedpexramm Tumyca

HeobxomuMo OTMETUTH, 4YTO CTENEHb BBIPAXKEHHOCTH CHHAPOMAIBHBIX YepT Y
HOBOPOXKJIEHHBIX C JIe()eKTaMHi THMYyca OYeHb pa3HOOOpa3Ha, OHU HE BCErJla OUEBUIHBI B MEPUOJ
HOBOPOXXJEHHOCTH. BBHUIY OTCYTCTBUS y Takux JAeTed KaKUX-TMOO0 (EHOTUIIMYECKUX WU
MMMYHOJIOTHYECKUX oTn4Mii oT nanueHToB ¢ TKUH, ans Hux kpaiine BaxkeH AudQepeHnaibHbII
JTMArHo3.

BaxxHo moHMMATh, YTO K MaruenTam ¢ nepexramu tTumyca Henpumennma TI'CK B cuity ee
HeadheKTUBHOCTH. JIJ11 HOBOPOK/ICHHBIX, BEISIBJICHHBIX HA HEOHATATHBHOM CKPUHUHTE C HYJIEBBIMH

TREC u umetomux rimy6okyio T-kaeTounyro TMM(ONEHUIO U 3HAUUTENTbHOE CHIDKEHUE TOITY JISIIUH
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HauBHBIX T-TUM(OIUTOB, NPUHIUIHAIBEHO MPOBEACHUE T€HETHUECKOTO UCCIIEI0BaHMs, B IEPBYIO
ouepe/lb HaIlPaBJICHHOTO HA UCKIIIOUYEHUE TUMHUECKUX Ne(PEKTOB, A1 GOPMUPOBAHUS MMOKA3AHUN
K BeinosiHeHuto TI'CK B ciydae manuentos ¢ TKIH.
B 1ieioM npuHLMIIBI IEYeHUS AUEHTOB ¢ AeeKTaMi TUMYyca HE OTJINYal0TCs OT
TakoBbIX Tipu CJIJI.
BOM ¢ napymenuem penapanuu JHK

ITo nanubM poccuiickoro peructpa, BOU ¢ napymenuem penapanuun JJHK cocraBistor
1/3 ot Bcex cunapoManbHbiXx GopMm BOU, uro mo uvacrore comoctaBumo ¢ CIIJI. K mambGomee
4acTbIM M3 HHUX OTHOCSTCS CcUHIApoM aTtakcuu—rteneanrudkrazuu (AT) (cungpom Jlyu—bap) u
cunapom Huiimeren (CH).

HecmoTps Ha 4eTKO O4YepUYEeHHBIN U JaBHO U JIETAIILHO OXapaKTepU30BaHHBIN (EHOTHUI, B
P® cymectByeT mpobiieMa o3 iHei MOCTaHOBKH 3TUX TUATHO30B, OTCPOUKA COCTABIISIET B CPEAHEM
6 net. OxgHako, kak u 11 Bcex BOU, ns nanmentoB ¢ CH u cunapomom Jlyn—bap kpaitHe BaxkHa
paHHss TOCTAHOBKA AMAarHo3a, B YaCTHOCTU B BUJY BBICOKOI'O PUCKA Pa3BUTHS 3JI0KAUE€CTBEHHBIX
HOBOOOpa30BaHUM, TPEOYIOMIMX PEAYLHUPOBAHHBIX MPOTOKOJIOB XUMUOTEPAIHH, & TAKKE HATUYHS
KypaTUBHOM BO3MOXHOCTH 1Jis nauueHtoB ¢ CH — nmposenenne TT'CK.

V nauuenrtosB ¢ cunapomom Jlyn—bap TI'CK, kak npaBuio, He IPOBOJAT B CUILY TOTO, UTO
JAaHHBIA METO/1 HE TIO3BOJISIET IPEOTBPATUTH I'TyOOKHE HEBPOJIOTUYECKUE ITPOOIJIEMBI Y TAIIUEHTOB,
a cama nipouenypa TT'CK conpsixena ¢ 0co00 BBICOKUMU PUCKaMH TOKCUYHOCTH.

Cunapom Huiimeren

Cunnpom Huiimeren (CH) — aTo penkoe ayTocoMHOpeIiecCUBHOE 3a00eBaHme, KOTOPOe
XapakTepusyercss Mukpouedanueil, KOMOMHMPOBAHHBIM HMMYHOJE(MUIIMTOM, TOBBIIIEHHOM
YYBCTBUTEIBHOCTBIO K PaJMOAKTUBHOMY H3IIYYEHHUIO U TMPEAPACIOIOKEHHOCTBIO K OMYXOJISIM
Pa3IMYHON NPUPOBI.

K passuruio CH npuBoasr OuammensHble myTaimu rema NBS (Nijmegen breakage
syndrome). [IpoaykT rena 6enok HUOPUH SBJISETCS YaCThIO KOMILIEKCA, KOTOPBIH KOHTPOIUPYET
penapalnio napHbeIX pa3pbeiBoB ABycnupanbHoi JJHK, Bo3HuKaromux B HopMme rnpu GopMUpoOBaHUT
T- u B-KJIETOUYHBIX pELENTOPOB, a TaKK€ MATOJOTMYECKUX Pa3pbIBOB IOJ BO3/IEHCTBHEM
MyTareHHbIX (aKTOPOB.

B cBsa3u ¢ Hapymenuem penapauuu JHK y manmueHTOB NOBBIMIAETCA CKIOHHOCTh K
CIIOHTAaHHOMY M UHAYIIMPOBAHHOMY OOJIyYeHHEM MyTareHesy, 4TO MPHUBOJUT K BBHICOKOW 4aCTOTe
pa3BuTUs JUMGOPETUKYISIPHBIX M JAPYrux omyxoned. 99% manueHToOB  CIaBSHCKOTO
MIPOUCXOXKACHUS UMEIOT OJTHY U Ty JK€ TOMO3UTOTHYI0 MyTaluio reHa NBN (657 661 del ACAAA),
TaK Ha3bIBAEMYIO CIIaBSHCKYIO MYTAllMIO, B CBSI3U C BBICOKOW YacCTOTON HOCHUTEIHCTBA JAHHOTO
BAapUaHTa B CIABSAHCKOU MOMYJISAIUU.

TakuM 00pazoMm, B TO BpeMsl KaKk aMEpHKAaHCKHE W 3amaJHOEBPOIEHCKHE MPOTpamMMBbl
CKpUHHUHTA BBIABIAIOT auneHToB ¢ CH kpaiine peako, B pOCCUICKON NOMyISUU TIPEANoIaraeTcs
BBISIBIICHUE 3HAUUTEJILHOT'O YUCJIa HOBOPOKIEHHBIX C JAHHBIM CUHAPOMOM.

OcHoBHOU (eHOTUTTNYECKOI 0COOCHHOCTHIO manueHToB ¢ CH siBnsieTcst Mukporedanus,
ompezenseMas OOBIYHO YK€ Mpu pokaeHuH pebenka. Ilo mepe pocta peOeHka TPOSBISIOTCS
TUTTUYHBIE U3MEHEHUS JIUIIEBOTO CKEJIETa IO TUITY «IITUYLET0) JINIA (CKOIICHHBIHN 7100, THITOTUIA3 s
HIOKHEW YeNIOCTH, BBICTYMAMOINAs BIEpPEN CPEAHSS YacTh JHUIa C OONBIIUM HOCOM), peXe
HaOII0IAI0TCS TOPOKU PAa3BUTHS KOCTEH, BHYTPEHHUX OPTaHOB.
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Jns  OOoNpIIMHCTBA MAIMEHTOB XapaKTepHO MPOIMOPLUOHAIBHOE OTCTaBaHHE B
(bu3MYECKOM Pa3BUTHUH, & CO IIKOJIHHOIO BO3pacTa HAOII01aeTCsl MHTEIUIEKTyallbHbIH aepuuur. ¥
BCEX MAIlMEHTOB UMEIOT MecTo JieekThl T- 1 B-KiIeToyHOro 3BeHbeB UMMYHHTETA, YTO IPUBOIUT
K TSDKENbIM OaKTepHaIbHBIM W ONMNOPTYHHUCTUYECKHMM HHQEKIUAM, a TaKKe ayTOMMMYHHBIM
ocnoxkHeHussiM. Kak u npu cunapome Jlyn—bap, dvactro BcTpeudaercs MHTEpPCTUIMATIbHAS
mumbonuTapHas 0ose3Hs Jierkux. Emie o1Ho yactoe UMMyHHOE OcliokHeHue y nanuenTos ¢ CH —
IPAHYJEMATO3HbIE  IOPaXEHUS  KOXHM €  IUIOXMM  OTBETOM HA  KOHCEPBAaTHUBHYIO
MMMYHOCYNPECCUBHYIO TEPAIIUIO.

OHKOJIOTHYECKHE OCJOXKHEHUS Kak JUMQOPETUKYISPHOTO, TaK M  COJUIAHOTO
MIPOUCXOXKACHUS, HabI0Jat0TCs 00Jiee YeM y MOJIOBUHBI MAIMEHTOB, C BBICOKUM PUCKOM Pa3BUTHS
0o0J1ee OIHOM OIYyXOJIU B OT/IEIBHBIX CITydasix.

VY nmauuentoB ¢ CH nabnrogaroTcs neiikonenus 3a cuet TuMponeHn , CHIkeHre uncna T-
TuMGONHTOB, npeumyliecTBeHHO 3a cyeT CD4+ u HauBHbIX numdouutoB CD4+CD45RA+.
Konnuectso CD8+ BappupyeT OT HOPMAJIBHOTO JO 3HAYUTEIHHO CHIKEHHOTO. Y OOJIBIIMHCTBA
MAlMEHTOB OTMEYaeTCs 3HAYUTENbHOE CHIDKeHHE uyucia B-nmumdoruTtoB. Y OonbIIMHCTBA
nauueHToB 3HauuTesbHO CHWKEHO uyucino TREC m KREC, uro mo3BonisieT AMarHoCTUpOBaTh
naHHoe 3a0ojeBaHHe (DAKTHUECKU HAa JOKIMHUYECKOW CTaJuM A0 Pa3BUTHS BCErO KOMILIEKCA
TSKENBIX WH(EKIIMOHHBIX, Ay TOUMMYHHBIX 1 OHKOJIOTHUECKUX OCIOXKHEHHH.

[Tanuentsl ¢ CH HyXJaroTcs B MOXKU3HEHHOM 3aMECTUTEIBHOM Tepanuu IpenaparaMmu
MMMYHOIJIOOYJIMHOB, MPO(UIAKTUYECKOW MPOTHUBOMUKPOOHON  Tepamuu, 0OpH  HAIUYHH
ayTOMMMYHHBIX OCJI0)KHEHUI — KOMOMHALIMU TapreTHBIX UMMYHOCYTIPECCUBHBIX IpenapaToB.

EnuncTBeHHBI  KypatuBHBIM Meton JeueHuss — TI'CK, kortopas ycTpaHser
UMMYHOJIOTHYECKUH  Je(eKT, 3HAYUTEIbHO CHIDKAT PUCKUA pPa3BUTHS OHKOJIOTHYECKUX
3a00JeBaHUN, HO HE OKAa3bIBACT IIOJIOKUTEIBHOTO BIUSHHUS Ha HEBPOJIOTHYECKUN JeeKT
MAIMEHTOB.

Cunapom arakcuu—TrejieaHrmIKrasuu (cuuapom Jlyn-bap)

Cunapom atakcuu—teneanrmdkrazun (AT) — peakoe ayTOCOMHO-pELIECCUBHOE
3a0oJeBaHKe, BbI3BAaHHOE MyTalusiMU B reHe ATM, KoTopoe XapakTepu3yeTcsi KOMOMHUPOBAaHHBIM
UMMYHOJICDUIIUTOM DPAa3HOM CTEMEHHU BBIPAKEHHOCTH, MPOrPECCUPYIONIEH  MO3KEUKOBOM
JET€HEpalliel, MHOKECTBEHHBIMH TEJICAHTMAIKTa3UsAMHU Ha CKJIEpax M KOXK€ U IOBBIIIEHHON
YyBCTBUTEIBHOCTBIO K  PAAUOAKTUBHOMY  M3IYyYEHHUIO M  IPEAPACIOIONKEHHOCTBIO K
OHKOJIOTHYECKUM OCJIOKHEHUSIM.

Yacrora poxaeHus paered c cuHgpomom Jlym—bap cocraBmser 1 na 40 000
HoBopoxkJeHHbIX. ['eH ATM komupyer JHK-3aBucumyio npoTeWHKHHa3y, Ii1aBHas (QyHKIUSA
KOTOpOHM 3aKJII0YaeTcsi B aKTHBALMU OEJIKOBOrO KOMIUIEKCA W MPOIIECCOB, HANPABICHHBIX Ha
BOCCTAHOBJIEHHME JIByX1I€NIO4eUHBIX pa3pbiBoB JJHK.

OcHoBHasi KJIMHHMYECKas XapakTepucTuka mnanueHToB ¢ AT — arakcus, kortopas
MIPOSIBJISIETCS] TIO MEPE PA3BUTHSA MOTOPHBIX HaBBIKOB peOEHKA, CTAHOBUTCS O4e€BUIHOM B 1-2 rona
U UMeeT HEYKJIOHHO mporpeccupymomee tedeHne. K 10—15 romam OOJNBIIMHCTBO MallMeHTOB
yTPauuBaIOT BO3MOKHOCTh CAMOCTOSTEIBHO MEPEIBUTATHCS, TEPSAIOT HABBIKM CaMOOOCITY)KUBaHUSI.
C 5-6 ner nporpeccupyroT IVIa30BUraTeIbHasl allpaKcusi, qU3apTpus. SIpkue TeleaHIndKTa3bl Ha
CKJIepaxX MOSBISIOTCS B Bo3pacre 5—7 jeT. Y 4acTh NAlUEHTOB HEBPOJOTMYECKHE CHUMIITOMBI

BBIpQ)XEHBI YMEPEHHO, U MPOrpeccusi 3a00JIeBaHMs pa3BUBACTCSA MEIJICHHEE.
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Nmvmynonoruveckue nedextsl mpu AT BKIIOYAIOT JUC- U TUIIOTaMMAarjio0yJIMHEMHIO, Y
yacTH manueHToB HaOmomaercs T-mumdonenns 3a cuer CD4+mumdponuros. Y namueHToB ¢ AT
TaK)Ke CHIDKEHO YMCIIO HAauBHBIX T-TuM(OIIUTOB.

[TaniueHTBl CTPamalOT OT PEHUIUBUPYIONIMX PECHUPATOPHBIX HMHQPEKIHHA, YacTo
BCTPEYAIOTCS ayTOMMMYHHBIE OCJIOKHEHHUS, HanOoJiee 4acTO HaOIIOJAIOTCS T'paHyJeMaTO3HbBIE
MOPKECHHUsSI KOXXKW, HMHTEPCTULHANIbHAA JuMdoruTapHas 0o0yie3Hb JIerkux. OHKOJIOTHYECKHE
OCJIO)KHEHUS Pa3BUBAIOTCA KaKk MUHUMYM B 1/3 ciyuaes.

[IpuHIIMIIBI Tepanuu HE OTJIMYaroTcs OT JiedeHus y nanueHtoB ¢ CH, ognako TI'CK y
nanueHToB ¢ cuaapomom Jlym—bap ne npoBoaurcs. Hano ormeruts, yto, B omiimune ot CH, y
HOBOPOXICHHBIX ¢ AT HET OUEBHUIHBIX MMPU3HAKOB 3a00JICBaHUSI.

[IporpamMbl HEOHATATLHOTO CKPUHUHTA MTO3BOJISIOT BBISBIIATH MAIIUEHTOB C CHHAPOMOM
Jlyn—bap Ha JOKJIMHUYECKOW CTaIuu, MOITOMY MOJATBEPXKIAIOIINM SIBISETCS T€HETUYECKOE
uccaenopanue. [larornomonnunbiii npu3Hak AT — noBeimeHue anbga-deronporenHa. B To Bpems
KaK JaHHBIA HEJOPOTOM TECT MIMPOKO MCHONB3YyeTCs AJI MpeABapUTENbHON TuarHocTuku AT y
0oJiee cTapiIuX MalUeHTOB, OH a0COMIOTHO HETIPUMEHHM Y JIeTel NEPBBIX MECALIEB KU3HU B CBS3H
C BBICOKUM €T0 YPOBHEM Y BCEX 3/I0POBBIX HOBOPOXKICHHBIX.

2.7. AramMMmarJio0yJMHeMUuH

ArammarnoOynunemuu (AI'T) — rpynna cocTosiHui, oTHOCAIMXCS K TyMopaibHbiM BOU.
OHM  XapakTepu3ylTCsl OTCYTCTBUEM CHHTE€3a HMMMYHOITIOOYJIMHOB M OOYCIIOBJIEHBI
TeHETUYECKUMHU H3MEHEHUSMM, NPUBOJAIIMMU K HApYLIEHHIO co3peBaHMs B-mumdonuTtoB B
KOCTHOM MO3T€.

Knaccudukanus ESID (EBpomeiickoe cooOIIecTBO MEPBUYHBIX HWMMYHOJEHHUIIUTOB)
BKJIFOYAeT 13 reHoB, 1e(eKThl B KOTOPHIX MIPUBOAAT K HapyLICHUIO TU(depeHIIMPOBKH B-KieTok.
X-cueruienHas arammaraoOyiauHemus (X-AI'T) ¢ nedexramu rena BTK — nan6onee yactas popma
AI'T, yactora poxaenus nereit ¢ X-AI'T B cpennem cocrasiuseT 1:50 ThIC. HOBOPOXKIEHHBIX, XOTS
Y BapbUpPYET B PA3IUYHBIX MOMYJIALMIX.

[Tatments! ¢ X-AI'T cocTaBnsioT GOJBIIMHCTBO B JaHHOM rpymiie, moaromy cpeau AI'T
3HAYUTENbHO TNpeoliagaroT Juia MyXckoro mona. IloMuMO MOJOBOM NpUHAAIEKHOCTH,
KkiuHU4Yeckue nposisaeHus AI'T He 3aBHCAT OT reHeTHYecKoro BapuaHta M 'y 60% mnanueHToB
MOSIBIIIFOTCS. YK€ K KOHILy MEPBOTO rojia >KU3HHU, YTO CBSI3aHO C MOCTENEHHBIM HCTOIIEHUEM Y
peOeHKa MpolIeuX yepe3 IUIANeHTy MaTepuHCKUX IgG M HEBO3MOXKHOCTBIO BBIpaOaTHIBATh
HOBBIE aHTUTEJIA CAMOCTOSTENBHO.

OcnoBHoii cumntoMm AI'T — GakTepuanbHble HHPEKINU C TTOPAKEHUEM CHCTEMBI OPTaHOB
IbIXaHUSl (CHUHYCHUTBI, OpPOHXHTBI, ITHEBMOHHUH), KEIyJOYHO-KUIIEYHOrO TpakTa (JIuapew,
accormupoBannbele ¢ Giardia lamblia, poraBupycom, Salmonella unm kpunTocrnopuano3om),
OpraHoB ciiyxa (OTHTBI), peke BcTpedaroTces nopaxenus koxu, [IHC (MeHUHTUTHI, SHIIEDATUTHI),
OIIOPHO-JIBUTATENILHOTO anmapara (apTpUThl, OCTEOMHETUTHI).

OTHONOTHYECKUM (HaKTOpOM MH(EKIIMOHHOTO Ipolecca npu JaHHoil Gpopme BOU uarne
BCET0 BBICTYNAIOT MHKAICYIUPOBaHHbIE OakTepuu. KpoMe Toro, mpu HOpManbHOM NEPEHOCUMOCTH
OOBIYHBIX BUPYCHBIX MHQEKIui manueHtsl ¢ AI'T 4yBCTBUTENBHBI K TpYIIE 3HTEPOBUPYCOB
(monunoBupyc, 3xoBUpyc, Bupyc Kokcakm), kotopele MoryT BbI3biBaTh nopaxenus LITHC. Ilpu
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MO3/THEH TTOCTAHOBKE IMarH03a U OTCPOUEHHOM 3aMEeCTUTENRHOM Tepanuu y 6omee 50% marueHToB
pa3BUBAIOTCS OPOHXOIKTA3BI.

Aptputel npu AIT wuMeroT HWH(DEKIMOHHBIA WJIM PEaKTHBHBIM XapakTep, UX
BBIPA)KCHHOCTh HAIPSMYIO 3aBUCHUT OT aJ€KBAaTHOCTH 3aMECTUTEIIBbHOM Tepaluu Ipenaparamu
MMMYHOTIJIOOYJIHHOB.

AyroumMMmyHHBIE 3a00eBaHus — peakas narosnorus npu AT, Tem He MeHee UMEITCs
ClIyyau KJIACCHYECKOI0 T€YEHUs PEBMATOMIHOIO WM IICOPUATUYECKOTO0 apTPUTOB Y NALUEHTOB C
X-AIT. Takxe npumepno y 10% nanuentoB 0bu10 BoisiBIeHO B3K.

VY Bcex maruenToB ¢ AI'T npu maGopaTopHOM 00CTIEIOBaHUN PE3KO CHUIKEHO 4uciio B-
nuMponutoB U orcyrcTByioT KREC. OnpeneneHre KOHUEHTPAIIMM OCHOBHBIX KJIACCOB
CHIBOPOTOUHBIX ~ HMMMYHOTJIOOYJIMHOB  HE  SIBISE€TCA  JAMArHOCTUYECKUM  KpPUTEpUEM Y
HOBOPOXKJCHHBIX BBUIY (PU3HMOIOTHYECKUX OCOOEHHOCTEH MMMYHHOW CHUCTEMBI AETEl IMepBOro
roja >ku3HM (Hanuuue marepuHckux IgG u kpaiiHe Hu3kuil cuHTte3 IgA u IgM y 310poBBIX
HOBOPOKJICHHBIX ).

Opnako mpu yxe moAaTBepkKIeHHOM auarHo3e AIT HeoOXoauMo KOHTPOIUPOBATH
ypoBeHb [gG u moanep:kuBaTh €ro B KOHIIGHTpAIIMM HE MeHee 7—8 I/J MyTeM 3aMeCTUTEIbHOMN
Tepanuu rnpenapaTaMmiu IMMYHOTJIO0YJIMHOB 110 Mepe KaTaboIu3Ma MaTePUHCKUX aHTHUTEI.

MonekynsipHO-TeHeTHUECKasi AUArHOCTUKA ¢ ucnoiab3oBaHueM NGS (TapreTHble MaHenu
WM TOJTHO’K30MHOE CEKBEHHpPOBAHUE) HEOOXOIMMa JJIs MOATBEPXKIEHUS AMArHO3a M MEIUKO-
TEeHETUYECKOTO KOHCYJIBTUPOBAaHUA ceMbH. Ho MOCKONbKY OOJIBIIMHCTBO MAIlMEHTOB JaHHOM
rpynmbsl — Manbuukd ¢ AIT, mpu IOCTYNMHOCTH NTaHHBIX METOJIOB HCCIEAOBaHUS B PETHOHE
BO3MOXXHO cHauana uccienoanue rena BTK no metony Canrepa u/mium onpeaeneHue 3KCIpeccuu
6enka BTK MeTogom npoTouHoii HuTOMEpuu.

OcHoBHOe neueHne mnanueHToB ¢ AlT — mnoXu3HEHHash 3aMecTUTENbHas Teparnus
npernapaTaMi MMMYHOTTIOOYJIMHA 4YelOBeKa JJIsi BHYTPUBEHHOTO WM TOAKOKHOTO BBEICHUS.
Exxemecsunasi 1032 BBOJMMOTO MMMYHOTJIOOYJIMHA WHAMBHUAyalbHA M TMOJOUPAETCS C Yy4ETOM
nperpancgy3noHHoro yposHs IgG.

Cpennsisi craHgapTHas exeMmecsyHas no3a cocraBiuser 0,6-0,8 T/kr uW  J0KHA
KOPPEKTUPOBATHCSI C IIENbI0 MOAIepKaHus peTpancdy3nonHoro ypoBHsa IgG He menee 7-8 r/m.
Hekotopeie  mamueHTHl  TakkKe  HYXKIAIOTCS B JIOJITOCPOYHOM  MPOQHUIAKTUYECKOM
MIPOTUBOMUKPOOHOM Tepanuu aHTHOAKTepUATbHBIMU TperapaTaMu.

JlmarHoctrka aramMmarjioOyJIWHEMUU Ha JOKIMHUYECKOW CTaauu C TIOMOIIBI METoja
onpenenenuss KREC BkitoueHa B mporpamMmbl HEOHATAJIBHOTO CKPUHUHTA JIMIIL B HEKOTOPBIX
cTpaHaX, Takux kak Mpan, ornenbHbie pernonsl Ucnanuu, Anonus, [lonpma u [IBenus. 3to
OTPaHUYEHHOE BHEJIPEHHE CBS3aHO C HECKONBKUMHU (DaKTOpamMH, OJHHM M3 KOTOPBIX SIBIISIETCS
HEJIOCTaTOK CTATUCTUYECKUX JIaHHBIX O PE3YJIbTATUBHOCTH JIAaHHOT'O METO/A.

Ha nannsbiii MoMeHT nanHbie 1o 3¢ dexTruBHOCTH ucnonb3oBanus onpeaeneHuss KREC mis
panHel auarHoctuku AI'T JOBOJBHO CKPOMHBIE U HE MO3BOJISIIOT OJHO3HAYHO YTBEPKIATH O €r0
BBICOKOW JTMArHOCTHYECKOM eHHOCTH. OCHOBHOM MPUYMUHOMN CIEPKUBAIOIINX (PAKTOPOB SBISETCS
BBICOKAs 4YacTOTa JIO)KHOTIOJIOKUTENbHBIX PE3yJIbTaTOB, UYTO CHUXXA€T TOYHOCTh JIUATHOCTHKHU.
OmHoil M3  KIIIOYEBBIX MPUYUH  JIO)KHOMOJIOKUTENBHBIX  JTAHHBIX  SIBJIACTCS ~ Halu4yue
MMMYHOCYNPECCUH Y MaTepH, uTo BiusieT Ha noka3zarenu KREC y HOBOpoKaeHHOTO.
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Hampumep, Toneko y 4% aereil, KOTOpble UMEIH MOJOXKUTEIbHBIN pe3yJIbTaT CKPUHUHTA
Ha ocHoBe aHanu3a KREC, nuarno3 araMmmario0yinuHeMuu ObLT MOATBEPKAEH. ITO MOAYEPKUBACT
HE0OXOIUMOCTh JaNbHEHIIEero UCCIEIOBAHNUS U COBEPIICHCTBOBAHUS METOJMK Ui MOBBIIICHUS
TOYHOCTH JMArHOCTHKH, a Takke s TOro, 4YToObl MHHHUMH3UPOBATH KOJIUYECTBO
JI0’KHOTIOJIOKUTENIBHBIX PE3YyJIbTAaTOB.

B HacTosuit MOMEHT, MHOTHE CTPaHbl paCCMaTPUBAIOT BO3MOXKHOCTh BBEJICHUS aHAIN3a
konumyecTB KREC B cucreMy HEOHATaIbHOT'O CKPUHHUHTA.

2.8. BropuuHble NpUYMHBI JUM(POTIEHU N

Cumxenne mokazareneii TREC wu/umu KREC mokeT HaOmM0AaThCS IPU PasIdYHBIX
cocTosgHUgX, He cBs3aHHBIX ¢ BOU. B otHomennn TREC HakomeH OONBIION CTATUCTHYECKHI
MaTepual 1o MoJg00HBIM COCTOSHUSM, a J0JIS MallMEeHTOB ¢ BTOPUYHBIMH IPUYUHAMU JTUM(OTICHUH
cocraBisieT okoio 10% Bcex MonoKUTEeNbHBIX pe3yabTaToB ckpuHuHra Ha TREC.

TepamneBTuyeckass TaKTHKa B KaXKJIOM Cily4dae BTOPUYHOU JIMM(ONEHUH OIMpeaenseTcs
OCHOBHBIM KJIMHUYECKUM JIUATHO30M.

Huskue nokazarenu TREC y HOBOpOKIEHHBIX OMUCAHBI IPU CISAYIOUINX COCTOSHUSX:

1.  Anomanuu pa3BUTHS ILIOJA!

o BPOJXKICHHBIE TIOPOKH CEPLIa;
o IMOPOKH PA3BUTHA KCITYJOYHO-KUIICYHOI'O TpAKTa, B TOM YUCJIC TaCTPOLIN3KC;
o XHJIOTOPAKC;

auMdopes/TMMPpaHTHOIKTa3UN KUILIECUHUKA,;

BOJSTHKA IIO/A.

MekoHuanbHbINA HIIEYC

HeonaTanbHblii 1€HKO3

Teparoma Tumyca

HMMMmyHOCcynpeccuBHas Tepamnus y MaTepu Bo BpeMsi 0epeMeHHOCTH
BUY-undexuus y matepu

HenonomeHnuocts

O N kWM e

HeonaTanbHblii cencuc

[Tpuuunsl camxennst KREC y 1/3 nereit B OCHOBHOM CBSI3aHBI C UMMYHOCYITPECCUBHOM
TEpaNUEn y MaTepU U B €AMHUYHBIX CIy4asX — C HEIOHOLIEHHOCTBIO (CM. HIDKe). [Jist nckimoueHust
BTOPUYHBIX NMPUYUH JUMponeHun, 6e3ycIoBHO, BaXeH cOOp aHaMHe3a, B TOM YHCJIe U aHaMHe3a
MaTepd M Te4yeHHs OCEpEeMEHHOCTH, a B HEKOTOPhIX Ciydasx ([OJ03peHHe Ha JieiKkos,
TUMQaHTUAKTa3ud M Jp.) HEoO0XOAMMO  TInaTelbHOe creuuduyeckoe o0cieqoBaHNe
HOBOPOXKIEHHOI'0, KOTOPOE OTJIMYAETCS B 3aBUCUMOCTHU OT I10{03PEBAEMOI0 JUArHo3a.

V neteii, po’kJI€HHBIX C MAJIBIM BECOM Ha PaHHUX CPOKax recTallly, MHOT1a HaOItoJaeTcs
camxkenue ypoBHs TREC w/umun KREC BcnenctBue ¢usnonormyeckoil HE3penocTd MMMYHHON
cucremsl. Ilo Mepe pocra pebenka obuiee uucino T- u B-numponuros, nmomynsuus HauBHBIX T-
mampouutoB, ypoan TREC u/unun KREC nocturarot Bo3pacTHBIX HOPM.

Cnengyer OTMETUTb, YTO TOYHOM 3aKOHOMepHOcTHM Mexay yBenuueHuemM KREC c
BO3PACTOM HEJIOHOILICHHOTO peOeHKa He Ha0o1aeTcs, oqHaKo onucanbl ciryyan Hu3kux KREC u
UX JaNbHEHIIas HopManu3alys y rTy00KO HETOHOIIEHHBIX MIIQJICHIEB. 3apyOeKHbIE TIPOTPaMMBI

CKpUHUHIA PA3JIM4YAIOTCA IO aJrOpuTMaM IIPOBCACHHUA MOATBCPIKAAOIIUX I/ICCJIC,Z[OBaHI/Iﬁ JJIA
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HEJIOHOIIICHHBIX JeTeH, HO HaOJIOJeHNEe 3a JTaHHOW KaTeropuer JeTel COXpaHsSeTCs J0 TOJHOM
Hopmasim3anuu  yucia T-mamdouutoB/TREC wimm 1m0 ycTaHOBJIEHHS WCTUHON TPUYUHBI
numponennn (BOW/ BToprdHbIEe TPUYHHBI).

Ha ocHoBaHuu KIMHHKO-TA0OPATOPHBIX M T€HETHMUYECKUX AaHHbIX npuuuHy T- u B-
TUMGONEHUH yNAeTCsl YCTAaHOBUTh y OOJBIIMHCTBA JIETEH B paHHEM HEOHATAJIbHOM IEepHO/IE.
OnHako y yacTu JeTed IO pPe3ysbTaraM KOMILIEKCA HMMYHOJIOTMYECKHUX U MOJEKYJISIPHO-
reHeTudeckux ucciaenoBanuii (NGS TapreTHbIX maHesei reHoB, mojgHoro 3k3oma, FISH del22q.11)
reHe3 JIMM(OMEHUN OCTaeTCsl HEU3BECTHBIM, U B TO € BpeMs TaKHe JETH MO TeM WJIH HWHBIM
rnapaMmeTpam He oTBedaroT kimHudeckum kputepusim TKUH. B takoMm cityyae cTaBAT yCIOBHBIN
JIMarHo3 «HMIMOMaTUYeCcKas TUMQOIICHU.

Hons manonatudecko JTuMQoreHnn coctaBisieT He Oosee 11-15% ot Bcex aerei ¢
MOJIOKUTETIbHBIM CKPUHUHTOM. Takue 1eTu TpeOyIoT IPUCTaIbHOIO JUHAMUYECKOTO HAOII0IeHUS
U KOHTpOJISI UMMYHOJIOTMUECKMX IOKa3arenel, B nepByr ouepenp uuciaa CD3, CD4+, CD8+,
CD3+CD45RA+. Omgnako Ha OOJIBIIMX KOTOPTax IIOKa3aHO, 4YTO JIETH C HIMONATHYCCKOM
nuMoneHrel He TPEAPACIONOKEHBI K PA3BUTHIO ONMMOPTYHUCTUYECKUX HMH(PEKIUIL, U y TTOJTIOBHHBI
U3 HUX KOJM4eCTBO T-TMM(OIUTOB CaMOCTOATEIBHO HOpManu3yercss B TeueHwe 1-1,5 roma
HaOJIIOICHUS.

B cBs3u ¢ 3TUM perieHre 0 HEOOXOAMMOCTH NPOGUIAKTHYECKONH MPOTUBOMHUKPOOHON
Tepanmui M 3aMECTUTEIbHOW TEeparnud HWMMYHOIJIOOYJIMHAMHM TMPUHUMAIOT B KaXKIOM Cilyyae
WHIUBUAYAIBHO C MPUBJICUEHUEM IKCIIEPTHOTO MHEHHUS (peIepaTbHBIX [IEHTPOB.

KonTposabHbIe BONPoCHI

1. Yro mpencTaBisioT U3 ce0s BpOoKIAEHHBIE OIMOKH nMMyHuTeTa (BOM)?

2. Bosmoxna mu knuHuueckas auarHoctuka TKHUH u AT no manudecranuun
3aboneBanus?

3. Uro sBisercs MapKepoM HOPMajibHOW NPOAYKIMH HAWBHBIX T-THUMQOIUTOB B
THMYyCE?

4. UYro sBIAETCS MapKepOM 3pENbIX HAWBHBIX B-TUMGONHMTOB, KOTOpbIE HETABHO
BBIIIUIM U3 KOCTHOTO Mo3ra?

5. Hcropust  ucnonb3oBaHusi  KoaumyecTBeHHoro  ompexnenenus TREC — nmns
HEOHATaJbHOro ckpuHuHra BOMN?

6.  KommuectBo TREC koppenupyet ¢ unciom HauBHBIX T-muM(OIMTOB.

7. B uém 3akmouaeTcs MPEHMYIIECTBO OOBEIWHEHUS JIBYX MapKepoB B OJHOMI
MYJIbTUIUIEKCHON peakiuu?

8.  Kakue Hemoctatku pa3HOOOpa3usi CKPHHUHTOBBIX MPOTPAMM.

9.  UYro nosBonser auarHoctupoats onpeaenenne TREC m KREC B cyxux mstHax
KpPOBH, MTOJIYYEHHON Y HOBOPOXKACHHBIX ?
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YACTD 3. Opranu3anusi HEOHATAJIbHOT0 CKPUHUHTA B PD

3.1. HopmaTuBHo-nipaBoBbIM akT (HIIA), pernamMenTupyommii npoBeaeHue
HEOHATAJbHOr0 CKkpuHuHra Ha BOU B P@®

OcHoBHBIM HOpMaTuBHO-paBoBbIM akToM (HIIA), pernameHTHpyrOIIMM INpOBENEHUE
HeoHaTaJabHOro ckpuHuHra Ha BOU B P®, Ha MOMEHT HanucaHUs JAHHOTO PyKOBOJICTBA SABJISIOTCS
npukassl MunznpaBa Poccun Ne 274n «O0 yrBepknenun Ilopsaka okazaHus METUIIMHCKON
MIOMOIIIY MTAlMEHTaM C BPOXKICHHBIMH U (WJIM) HACIEACTBEHHBIMU 3a001eBanussMu» 1 Ne 808H «O0
YTBEPXKICHUM TepedyHell (eaepadbHBbIX TOCYyNapCTBEHHBIX MEIMIMHCKUX OpraHM3aluil |
rocyJJapCTBEHHBIX MEIUIIMHCKUX OpraHU3alli, OTHOCSIIMXCA K BeJIeHUIO CyOBeKkToB Poccuiickoit
@denepauyy, OCYILIECTBISIOIMX  PACIIMPEHHbI  HEOHATAJIbHBIA  CKPUHUHI, a  TaKXKe
OCYIIECTBISIONIMX MPOBEACHUE MOJITBEPKAAONICH OMOXUMHYECKOW, W (WIIHM) MOJEKYJISPHO-
TFEeHETUYECKOM, U (MJIM) MOJIEKYJISIPHO-IIUTOI€HETUYECKON TMarHOCTUKHU, U IPUKPEIVIEHHBIX K HUM
cyobektoB Poccuiickoit deneparmm» ot 2022r.

B HIIA onpenenena aopokHas KapTa MPOBEICHHUS PACIIMPEHHOTO HEOHATaJbHOIO
CKPUHMHIA, BKJIIOYas MOAPA3/IEIeHNE MEAULIMHCKUX OpraHU3aluil 0 ypPOBHIO OKa3aHMsI MEAUKO-
TFEeHETUYECKOM MOMOIIM HACEJIEHUIO IIPU MPOBEIEHUHU PACIIMPEHHOT0 HEOHATAJIBLHOTO CKpPUHUHIA
Ha BOU. Pa3paboranbl pyKOBOACTBA IO BCEM 3TalaM pacliipeHHOI0 HEOHATAJIbHOI'O CKPUHUHIA
Ha HacJIeCTBeHHBIEC Ooe3an oOMeHa, CMA 1 UMMyHOIE(UIUTHI.

[oporossie 3navennss TREC u KREC B P® ompenenens kak 100 xommii ma 10°
neiikonuToB. OHAKO B JaJIbHENUIIIEM JJaHHBIE [TOKA3aTeNH Oy1yT CKOPPEKTUPOBaHbI (YMEHBIIECHbI)
B 3aBUCHMOCTH OT ayuTa 3(pPEeKTUBHOCTH NEPBOrO rojla CKPUHHUHTA.

3.2. AIropuTM HEOHATAJILHOI0 CKPHMHUHIA JIJIs1 TOHOIIEHHBIX JIeTei

1.  3abop xpoBu Ha TecT-OJaHK MPOU3BOAMUTCS B Bo3zpacTe 24—48 4 B COOTBETCTBUHU C
UHCTPYKLHEH.
2. Tecr-6mank pgocTaBisieTcsl JUIsl MEpPBUYHOro TecTHpoBaHus wmeroxom IIIP B

MEIUIMHCKYI0 OpPraHu3aluio coraacHo npuiosxenuto 1 Ilpukasa Munsnpasa Poccun Ne 808H.

3. B mMeauuuHckoii opranuzanuu (ganee MO) 3a ypoBHs B TeueHHE 72 4 TPOU3BOIUTCS
onpenenenue yposHs TREC, KREC.

4.  Ilpu nomyyenun otpunarensHoro pesynstata Ha TREC, KREC HOBOpOXI€HHBIH
paclieHuBaeTCs Kak yCJI0OBHO 3/JOPOBBIM 1 HE MOAJIEKUT HAOII0I€HUI0 HMMYHOJIOTa, KPOME CITy4yaeB
HaJIM4us y HETO HaCTOpaKUBAIOIIKX npu3HakoB BOU.

5. Ilpu cumxennu ypoBHss TREC n/umn KREC Huke mOoporoBeix 3Hau€HHI B TeUEHHE
24 4 yH}oOpMaIUA 0 HOBOPOXKIEHHOM TPYIIBI BhIcOKOro pucka no BOU nepenaercs uz MO 3A
koopauHnatopy MO, B koTopoii HabmronaeTcst pebeHok. Jlanee B TeueHne 24 4 HOBOPOKIEHHOTO
SKCTPEHHO BBI3BIBAIOT HAa KOHCYJBTALMIO PETHOHAIBHOTO Bpada-MMMYHOJIOTAa W/WIM Bpaya-
TeHeTHKa (IIPH UX OTCYTCTBUU B HEMOCPEJICTBEHHON JOCTYITHOCTH — Bpaya-MeanaTpa) sl OLEeHKH
KIIMHUYECKOTO COCTOSIHUS (CM. BBILIE), HHHOPMUPOBAHUS CEMbU M TOBTOPHOTO 3a00pa M OTIIPaBKU
KpPOBHM Ha TecT-0JIaHKe JJIs POBEJICHUS NIEPBOTO dTara MOTBEPKAAIOUIeH JUArHOCTHKH.

6. Ha mepBoM sTame moATBep:KIAlOIIENd IUArHOCTUKU TMPOBOAMTCS HCCIIEIOBaHUE
ypoBH1 TREC u KREC B ®I'BHY «Menuko-renernueckuii Hay4Hblii LeHTp uM. akan. H.IIL.
Bboukoa» (manee MI'HLY).
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7. Tlpu nmomyuenun otpunarenabHoro pesyiasrata Ha TREC, KREC HOBOpOXICHHBIH
paciieHHBaeTCcs KaK YCJIOBHO 3IO0POBBIH M HE TOJUICKUT JajbHeilieMy HaOIIOIEHUI0 U
JMarHOCTHKE, KPOME CITy4yaeB HAJIMYMS Y HErO HACTOpa)KMBaOIIUX npuzHakoB BOU.

8.  Ilpu monmydenun momoxkutenbHoro pesyiabrata Ha TREC n/mmu KREC pebGenka B
SKCTPEHHOM IMOPSIJIKE BBI3BIBAIOT Ha BTOPOM ATAIl MOATBEPKIAIONICH JMATHOCTUKH (PaCIIMPEHHOTO
UMMYHO(DEHOTUIHPOBAHUS U TEHETUYECKOTO0 HCCIENIOBaHUS, IIOKa3aHU K KOTOPOMY
(GbOpMUPYIOTCS TOJIBKO MOCIIE MOIYYEHHS Pe3yIbTaTOB UMMYHO(GEHOTUITHUPOBAHHUS).

9.  Bropoit 3Tan moATBEpKIAIONICH TUArHOCTUKUA. Y HOBOPOXKIECHHOTO MPOBOJIUTCS
3a00p kpoB B aBe npooupku ¢ IATA obvemom 2,5 mi. OnHy U3 NpOOUPOK HAIMPABISAIOT IS
pacIIMpeHHOr0 MMMYHO(QEHOTUIUPOBAHUSA B CIELHMATU3UPOBAHHYIO Jaboparopuro. Bropyro
npobupky HanpaissroT B MI'HII um. H.IT. BoukoBa jy1st mpoBeieHHs TEeHETHYECKOTO TECTHPOBAHUS
B cinyyae (GOpMHUpOBaHMS ~ TOKa3aHUMl MO  pe3ylbraTaM  HMMMYHO()EHOTHIHPOBAHUS.
OAHOMOMEHTHBIN 3a00p KpOBU HampaBlieH Ha YyMEHbIIEHHWE TpaBMaTHU3allMK peOdeHKa U
TPAHCIIOPTHBIX 3aTpart.

TpebGoBanusi K TMPOBEICHUIO PACIIMPEHHOTO HMMYHO(EHOTUIIMPOBAHUS METOAOM
MPOTOYHON LIUTOMETPUU: MHUHUMAIBHO JIOCTATOYHBIM SIBISIETCA OMpEIeNieHue CIEAYIOIUX
cyOnomymsui TMMQGOIHUTOB:

. CD3+ (T-numdouutsr);

o CD3+45RA+ (nauBHble T-muMdonuTe);

o CDA4+ (T-xenmnepHbie TUMPOLUTHI);

° CD8+ (T-uutoTokcuueckue TUMQOIUTHI);

o CD3-Cd19+ (B-mumdonutsr);

. CD3-CD16+CD56+ (NK-mumpoiuThr).

Uccnenosanne CD3+ CD45RA+ nonynsauuu (HauBHBIE T-muM@OLUThI) abCONIOTHO
HEOOXOAUMO Il BepU(UKAIMU CIIy4aeB TNPIKUBJICHUS MATEPUHCKUX WM JOHOPCKHUX
mumoonutoB y nanueHToB ¢ TKIH, a taxke maunentos ¢ BapuantoM TKUH ¢ cunipomom OmeHH.

TpebGoBaHus K TPAaHCIOPTHUPOBKE KPOBH: TPAHCIIOPTUPOBKA B JIAOOPATOPHUIO M XpaHEHUE
MpU KOMHATHOM Temrneparype He Oosee 24 u.

Pedepencusie 3nauenus: CD3+>1500 wi/mxa, CD3+CD45RA+>60% (ot CD3
mumoonutoB), CD19+>400 kn/MKJI.

[Ipu monydeHun pe3ynbTaTOB HWMMYHO(DECHOTHUIIMPOBAHUS B TIpeaesiaX yKa3aHHOTO
pedepeHca peOEHOK CUMTAETCA YCIOBHO 3J0POBBIM M HE TMOJJICKHT J00OCICTOBAHUIO U
HaOJII0JICHUIO, KpOME CITy4YaeB HAJUYHs Y HETO HAaCTOpakKUBaroImux npuzHakos BOU.

Ecnu xak MunuMym oauH u3 mokasareneir (CD3+, CD19+, CD3+CD45RA+) cHuxkeH
OTHOCHUTEJNIbHO YKa3aHHOI o pedepeHca:

. JIOKYMEHThI peOCHKa SKCTPEHHO HAIPaBJISIOT B OJMH M3 (PepepaibHBIX IEHTPOB
(HMUL AT'OU um. Jmurtpus PoraueBa, P/IKb ®T'AOY BO «PHUMY» M3 P®, HUU nerckoii
OHKOJIOTHH, TeéMaTOJIOTUH U TpaHcIuaHTojoruu uM. P.M. ['opbaueBoif) 1o 3amuieHHpIM KaHalaM
cea3u. OGssarensHa nomerka «CPOUYHO. HEOHATAJIBHBIM CKPUHUHI». Ortger
dbopMupyercss B TeueHne 48 4 W BKIIOYAET B ce0s PEKOMEHIAIMU TI0 TOCIUTATH3AIUKN H/WIN
n000ce10BaHuI0 (TIPYU HEOOXOAUMOCTH ), PEKOMEHIAINH TI0 TePaIluu, U30JISIIIIH, BCKAPMIIMBAHUIO

Y BaKIMHAaIIWH,

39



o N0 TIOJIYYCHHUs pPEKOMEHIanuid (enepaabHOro IEHTpa pPEeOCHOK HYXKIAeTcs B
u3oisIuu (B CTallMOHape B HM3OJMPOBAHHOW TNajaTe WM B KpailHEM Ciy4ae Ha JIOMY IIpH
a0COJIIOTHO CTAOMIJIBHOM €0 CTaTyce);

o JAJbHEWINEE  BEACHHE  IPOXOAUT B  COOTBETCTBUM C  IOJIYYCHHBIMU
PEKOMEHTalUsIMHU.
. B Cllydyae M3MEHEHUH, BBIBICHHBIX Npu nposeneHrnn MDPT mum@oruToB, KpoBb

pebenka, kotopas Oblia B3siTa HA BTOPOM 3Tarle MOATBEPKIAONIeH TUArHOCTUKU M HaXOJIUTCS B
MTI'HII, ucnionb3yercst A1 FeHeTHYECKUX UCCIICIOBAHUN

. B cinydae cHmwkeHus TREC m KREC wiu uzonmupoBanno TREC, nmpousBogutcs
onpeaenenue paeneuun 22qll.2 meronom FISH wu nenenum 10pl4 B kpoBH MeToaoM
¢byopecuenTHo# rudbpunuzanui in situ (FISH). I[Tpu uzomupoBanaom camxkennu TREC B nepByro
ouepeab Mpou3BoaAUTCs ornpeaenenue aeneruu 22q11.2 merogom FISH;

° npu cHmkeHuu Toabko KREC uccnenosanune metonom FISH ne mpoBonutes;

. pe3yiabTaT HCCIEAOBAHMS B SKCTPEHHOM MOPSAJAKE MEPENaT KOOPAUHATOPY
HEOHATaJbHOTO CKPUHUHIA JUJISl OINpEAENICHUS TAaKTUKU BEJIEHUS MalUMeHTa COBMECTHO C
dbenepansasiMu MO,;

. npu cHwkeHun tonbko KREC mpoBoasT onpenenenue myrauuii B renax BOU B
KpPOBHM METOJIOM BBICOKOIIPOU3BOJUTENILHOIO CEKBEHUPOBAHMs (TapreTHas IaHEIb TI'€HOB).
PesynbTat viccnenoBaHus nepeaaroT KOOPAUHATOPY HEOHATAIBLHOTO CKPUHMHTA I ONPEIEICHUS
TAaKTUKHU BEICHUS MalMEHTa COBMECTHO ¢ (heaepanbHbivu MO,

. IIpU OTCYTCTBMM MATOT€HHBIX BapuaHTOB B reHax BOU B TapreTHoil maHenu KpoBb
HaIpPaBJIAIOT HAa NOJHOIK30MHOE CEKBEHUPOBAHHUE.

3.3. AIrOpuTM HEOHATAJILHOI0 CKPUHMHTIA /ISl HEJOHOIIEHHBIX J1eTeil

1.  3abop xpoBu Ha TecT-OJaHK MPOU3BOAUTCS B BozpacTe 144—168 4 B COOTBETCTBUU C
UHCTPYKLHEH.
2. Tecr-6mank pgocTaBisieTcsl JUIsl MEPBUYHOro TecThpoBaHus Mmeroaom IIIP B

MEIUIMHCKYI0 OPraHu3aluio coraacHo npuioxenuto 1 Ilpukasa Munsnpasa Poccun Ne 808H.

3. B MeauuuHCKOW opraHuzanMM 3a YpOBHA B TeueHHE 72 9 MPOU3BOJIUTC
onpenenenue yposHsi TREC, KREC.

4.  Ilpu nomyyenun otpuuarensHoro pesynstata Ha TREC, KREC HOBOpOXI€HHBIH
paclieHuBaeTCs Kak yCJIOBHO 3/JOPOBBIM M HE MOAJIEKUT HAOII0I€HUI0 HMMYHOJIOTa, KPOME CITy4yaeB
HaJIM4MUs y HEr0 HaCTOpPa)KMBAIOIIKX Npu3HakoB BOU.

5. Ilpu camxenun ypoHa TREC u/mnun KREC HMke TOpOroBbIX 3HA4E€HUI POBOAST
MOBTOPHBIM 3a00p KpoBM Ha Kapty larpu mno pgoctwxkeHun pebeHkoM 37  Henmenb
MTOCTKOHLIENITYaJIbHOT'O BO3PacTa B pErMOHAIbHON MEAUKO-TEHETUUECKON KOHCYJIbTALINN.

6.  Ilpu moiy4eHUH MOJOKHUTEIHHOTO Pe3yibTaTa MPOBOAT 3TAIbI MTOITBEPKAAIOLICH
JTMArHOCTHUKH, OTIMCAHHbBIC B .4.1. 11 TOHOIIEHHOTO peOeHKA.

3.4. AIropuTM HEOHATAJILHOT0 CKPHUHUHIA IJI51 MAIMEHTOB C TeYeHHEM THKEI0T0
HH(PEeKUMOHHOTO0 3a00/1eBaHUS

N3BecTHO, 4TO HA OHE TKENBIX MHPEKINH, Cercuca y MoJOBUHBI anmeHToB 6e3 BOU
pa3BUBAeTCAd TPAH3UTOpPHAs JHUMQONEHUS CO 3HAYUTEIbHBIM CHHKCHMEM BCEX MOMyJISILUN
nuMponmtoB. [To Mepe paspemenns HHOEKITMOHHOTO MPOIECCa YUCTIO0 JTUMPOIIUTOB TOCTETICHHO
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BOCCTAHABIIMBAETCS 70 BO3PACTHBIX HOpM. Bo n3bexaHue J10KHOMOJIOKHUTENbHBIX PE3yJIbTaTOB
Py UMMYHO(GEHOTUITUPOBAHUH JTUM(POITUTOB M HEMPaBUILHON TOCTaHOBKM auarHo3a TKWH
00s3aTeNIbHO  UCCIIEIOBaHUe CyOmonmynsuuil  JTUMQOIMTOB TOJBKO TOCIE  pa3pelieHus
MH(EKIMOHHOTO Mpoliecca.

OpnHako NPUYMHHO-CIEACTBEHHAs CBA3b MEXKIY pa3BUTUEM TsDKeNoM WHGeKuuu u
TUMGONEHUH MOXKET OBbITh O00paTHOM, KOorjma pa3BUTHE TSKEIOH HHPEKIUH MPOUCXOIUT
BCJICJICTBHE TOJIeXkaliero Aedekra UMMyHHOU cucteMbl (Hampumep, TKUH). B cBsi3u ¢ atum
MAUEHT ¢ TSHKEJIoW MH(EKIuen 1o KeH ObITh OLIEHEH Ha MpeIMeT HaJu4us HaCTOPaKUBAIOIINUX
npu3HakoB BOU, npu BO3MOKHOCTH CTallMOHApa €My MOXKET OBITh NMPOBEACHO MPOMEXKYTOYHOE
UMMYHO(EHOTUIHPOBAaHUE TUM(POIUTOB.

Jannas rpynma gereii TpeOyer 0053aTeNbHOTO JUHAMUYECKOIO  HAOIIOACHUS
MMMYHOJIOTA, pEUIeHUusT BOOpoca O IMPOBEACHUHM HUMMYHOKOPPUTHPYIOIIEW  Tepanuu
MH(DEKIMOHHOTO0 TIpolecca MpernapaTaMu UMMYHOTTIOOYJIMHOB B COOTBETCTBUU C PEKOMEHJAIUSIMU
0 BEJICHUU HOBOPOXJICHHBIX C TSKETBIMU WH(EKIIUSIMH.

[Ippy HanuuuM y TAUMEHTAa OTATOLIEHHOIO CEMEWHOro0 aHaMmMHe3a U JPYrux
HacTopakuBaromux npusHakoB BOU, a Takxke B cuTyanusx KpailHe TsDKETIOro Te4eHus HH(EKIHii
C IUIOXHMM MPOTHO30M Ha >KM3Hb MOKA3aHO HE3aMEJIUTENIBHO MTPOBECTH Y HOBOPOXKAECHHOTO 3a00p
KpPOBHU Ha XpaHEHHE JIsl BO3MOKHOI'O T€HETUUECKOI0 UcciieioBanus Ha npeamer BOU, munys stan
UMMYHO()EHOTUITHPOBAHUS JIUM(OIIUTOB.

B cinydae cMmepTH HOBOPOXIECHHOTO OT MH(EKIMOHHOTO Ipollecca BOMPOC O
TEHETUYECKOM  HCCIIeIOBAaHMM OaHKMPOBAHHOIO MaTepHaja pellaloT KOJUIETMajdbHO ¢
MPUBJICUEHUEM YKCIEPTHU3bI (heiepabHBIX LIEHTPOB MPH HEOOXOAUMOCTH.

3.5. Ocobble ykazanus

1. 'V perell, poxkaeHHBIX Ha JI00OM CpOKe recTaluM, 3a00p KpOBH Ha CKPUHUHT
MPOU3BOJAT A0 TpPaHC(PY3MM KOMIOHEHTOB KpoBH. IIpM HEBO3MOXKHOCTH BBIIOJIHHUTH JAaHHOE
yciaoBue 3a00p KpPOBH Ha TECT-OJIAaHKM BBIMOJHAIOT uepe3 48—72 41 mocie NepenuBaHusl.
JlanbHeWIHii aropuT™ He OTJIMYAETCs OT MIPUBEICHHBIX BBILIE PEKOMEH AL (B 3aBUCUMOCTH OT
CpOKa recTaliui 1 Te4eHusi UHYEKLIMOHHOTO MpoLiecca).

2. Ilpm HeoOXOIMMOCTHM 3aMEHHOTO TMEpelIMBaHUSA KpPOBH 3a00p KpOBH Ha
paclIMpeHHbI HEOHATANbHbIM CKPUHUHT MPOBOJAT CTPOro 10 MaHumysssuuu. Eciu 3a00p KpoBu
Ha CKPMHUHT He OB OCYIIECTBIICH /10 3aMEHHOT'0 IEpEIMBaHUs, TO JUarHoCTUKY BOW BBIMOTHSIOT
Ha OCHOBAaHUU COBOKYITHOCTH JaHHBIX KIMHMYECKOW KapTHHBI U CTAHJAPTHBIX aJIrOPUTMOB
muarHocTukd BOU BHe ckpunuHra. [Ipy HEOOXOJMMOCTH BO3MOXKHO HPUBJIEYCHHE SKCIIEPTU3bI
denepanpHoro mentpa. Cpok moctoBepHoro wuccienoanus ypoBHs TREC, KREC B cmyuae
3aMEHHOT0 TepeuBaHus KpOBM He ompeneneH.  PacummpeHHOe MMMYHO(QEHOTHIHPOBAHUE C
BKJIFOYEHHEM MapKepOB HaWBHBIX T-TMMQOIMTOB BO3MOXKHO Ha JIFOOOM CPOKE IOCIIe 3aMEHHOTO
NIEpEUBAHUS 110 TOKA3aHUSM.

3.6. AnropuT™ JieueHHs1 M HA0II0/IeHH sl 32 HOBOPOKIEHHBIMH C MOJI0KUTEIbHbIM
pesyiabTaTtoM ckpuHuHra Ha TREC, KREC no rocnurajmn3anuu B Ipo(puIbHOE yUpe:KIeHHe

[Ipy cTaOUIBHOM COCTOSIHUM HOBOPOKIACHHOTO, OTCYTCTBMM HACTOPa)KUBAIOLIMX
npusHakoB  BOM wu  comyrcTByrommx — 3a0ojeBaHMA 10  TOJYYEHHUS  Pe3yJIbTaToB
UMMYHO(EHOTHUIIPOBAHUS JUM(POLUTOB HUKAKUE JIe4eOHO-OXPAaHUTEIbHBIE MEPOIPHUITUS HE

MIPOBOJSATCS.
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B ciiywae T-nmumdonennn (CD3+ menee 1500 kn/ M1, CHIKeHHE unciaa HauBHBIX CD3+
MeHee 60%) BHE 3aBHCHUMOCTH OT HAJIMYHUS CHHAPOMAIIBHBIX YEPT HOBOPOXKJACHHBIN BBIOTHSIET
kputepun TKHWH, u Tpelyercss coOmtoneHHe CIEAyOINMX pPEKOMEHIAMA /10 MOMEHTa
roCruTaNIu3al pedeHKa B OJUH U3 (eAepalbHbIX LIEHTPOB W/WIM TMOJYyYEHUS Pe3yJbTaToB
FEeHETUYECKOTO HCCIIEI0BAHNUS:

1.  Cobmronenue pexxuma U30JIALUYA B CTALIMOHAPHBIX UM B JOMAIIHUX YCIOBUSX MPH
CTaOUJILHOM COCTOSIHUM HOBOPOXKIEHHOTO.

2.  C uenbio NpopUIAKTUKH PA3BUTUSA LUTOMETAIOBUPYCHOM MH(MEKIHH HEOOXOIUM
nepeBo]] pedeHKa Ha UCKYCCTBEHHOE BCKapMiIMBaHue (0€371aKTO3HbIE CMECH HITH TUIPOIU3aThI).

3. Jo rochnutanuzanuu B OAMH U3 (denepaibHBIX ILEHTPOB  HeoOxoauma
3aMeCTUTENbHAs Tepanus HMMYHOTJIOOyJIMHAMU JUIsi BHYTPUBEHHOTO BBEJIEHHUS OJHUM U3
MIpernapaToB BHICOKOW CTENEHN BUpyCHHaKTHBaIK u3 pacuera 0,8—1 r/kr 1 pa3 B 7 nHei.

4.  Ilpodunakrtuyeckass NPOTUBOMH(GEKIMOHHHAS Tepanus: CcylbhaMeTokca3zon +
TPUMETOIPHUM U3 pacdera Mo 5 MKI/KT 110 TPUMETOIIPUMY Yepe3 JeHb;

5. * mpu MosABIEHWH KaHIUA03a KOXXKH H/WIM CIU3UCTBIX 000JOYEK MOAKIIOUUTH
(baykoHazon 3—5 MI/KT exeIHEeBHO per 0s He MeHee 14 nuelt u asutpomunvH 10 MI/KT uepes IeHb.

6. B ciywae yxyamieHus cOCTOSHHS (Kallleib, IMOBBIIICHUE TEMIIEpaTypbl Tena,
MOSIBJICHUE CBHINH, AUapes U Jp.) MOoKa3aHa SKCTPEHHAs TOCHHUTAIN3alus B CTallMOHAp MO MECTY
KHUTEIbCTBA B OTJENIBbHBIN OOKC C COOMIOACHUEM CTPOTOM U30ISILIMU, 00s513aTEIbHON KOHCYTbTaIeH
MMMYHOJIOTa ¥ OTIPaBKOW MEIUIIMHCKONW JOKYMEHTAIMU B (eiepalibHbIe LIEHTPBl B AIKCTPEHHOM
MOPsIAKE.

7.  BakmnuHanus TOJIbKO MO HAOMIOJEHUEM 110 HHAWBUyallbHOMY TpaduKy.

B ciyuae uzonupoBanHoro cHmkeHus uncia B-numporutos (CD19+ menee 400 ki/mMKi)
BHE 3aBUCUMOCTH OT HAJIMYMsI CHHAPOMAJIbHBIX YEPT, HOBOPOKJAEHHBIH BhINIOJIHsET KpuTtepun BOU
¢ nebunurom B-kieTok, m TpeOyeTcs BBINOJHEHUE CIEAYIOIIMX PEKOMEHIAINi 10 MOMEHTa
TOCMIUTANM3AINK/TIONYYEHUST  PEeKOMEHJAIil  defepanbHbIX IIEHTPOB W/WIM  TOJXYYEHHS
Pe3yJabTAaTOB TEHETHUECKOTO HCCIIEIOBAHNUSA:

8. HeoOxomuMo  MHMIMHUPOBATH  PETYISPHYIO  3aMECTHTENBHYIO  Tepamuu
MMMYHOTJIOOYJTHHAMHU OJHHM U3 TPENapaToB BBICOKOH CTENEHH BUPYC-WHAKTUBALIUU: JUIS
BHYTPUBEHHOTO BBesieHus u3 pacyera 0,4—0,5 r/kr 1 pa3 B 4 HeAenu WK AJIs TOJAKOKHOTO BBEJICHUS
u3 pacuera 0,1 r/kr 1 pa3 B Henemto.

9. B caywyae yXyAlIeHUs COCTOSHHS (Kallledb, MOBBIIICHUE TEMIIEPaTyphl Tena,
MIOSIBJICHHUE CHITIH, IUapest ¥ Ap.) SKCTPEHHAs TOCMUTAIM3AINS B CTAIIOHAP 110 MECTY JKUTEIhCTBA
B OTHENbHBII OOKC C COONIOACHHEM CTPOTOW W3OJALUU, O0O0s3aTeNbHON KOHCYJIbTaIHeH
MMMYHOJIOTa ¥ OTIPaBKOW MEAUIIMHCKOW JOKYMEHTAIUU B (eiepalibHbIe IIEHTPHI B AIKCTPEHHOM
MOpsIAKE.

10. Bakuunanus Ha GOHE 3aMECTUTEIBHON Teparui HE TPOBOIUTCS.

KoHnTpoJsbHBIE BOPOCHI

1. UYro sBisercs OCHOBHBIM HOPMATHBHO-TIPABOBBIM AKTOM, pEriaMEHTHPYIOIIIM
MIPOBE/IEHNE HEOHATAIBHOT0 CKpHUHTa Ha BOU B PO?

2.  Tloporossie 3Hauenust TREC u KREC B PO.

3. B xakom Bo3pacTte Mpou3BOIAUTCS 3200p KPOBH Ha TeCT-01aHK?
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4.  Kak pacueHuBaeTcsi HOBOPOKACHHBIN MPH MOTYYCHUH OTPHIIATEIIEHOTO Pe3yiIbTaTa
Ha TREC, KREC?

5.  Kakue TpeOOBaHMS K TPOBEICHHIO PACHIMPEHHOTO WMMYHO(QECHOTHITMPOBAHUS
METOIOM IPOTOYHOM ITUTOMETPHH ?

6. B uém Hyxmaercs peOCHOK JI0 MOIy4YeHUs] peKOMEHIaui (eepaaIbHOro IeHTpa?

7. B kakoMm ciyyae BONpPOC O TCHETHYECKOM HCCIICAOBAaHUM OaHKHPOBAHHOTO
MaTepuajia pPemarT KOJUICTHAIBHO C IMPHUBIICYCHUEM DKCIEPTH3bI (elepalbHBIX IIEHTPOB IPH
HeoOxoauMocTu?

8.  Ilpm HEOOXOIUMOCTH 3aMEHHOTO MTEPETUBAHUS KPOBH, KOTIa TIPOBOISAT 3a00p KPOBU
Ha pacIIUPEHHBIA HEOHATATBHBIN CKPHHUHT?

9. DBrImonHeHHWE KakMX PpEKOMEHAANUH Tpedyercs B cCilydae H30JMPOBAHHOTO
cHkeHnus yncna B-mumdonuros (CD19+ menee 400 ki1/MKJT) y HOBOPOXKIEHHOTO?

10. TIpoBoauTcs i BakIMHALMS HA OHE 3aMECTUTEIHLHOM Tepanun?

YACTD 4. BerpeyaeMoCTh Ha IEPBUYHOM IpHeMe

4.1. Bpo:xkaeHHble OIIMOKM HMMYHHUTETA B MOMYJISIHA

BpoxaeHHbie OMMOKM MMMYHHTETa TPEACTABIAIOT cO00i OBICTPO pacTyIIyl0 TPYIILY
Ooye3Hel, HacUMTHIBAIOUIYI0 485 HO30JIOTHYECKUX CHHAPOMOB, KaXIOMYy M3 KOTOPBIX
COOTBETCTBYET OIpPENEICHHOE TeHeTHYecKoe Hapymenue. [lepBuyHble WMMYHOIC(PHUINUTHI
BapbUPYIOT IO CTENEHM TSKECTH OT KpalHE OINAacHbIX, NPUBOASIIMX K JIETaJIbHOCTH B
MJIaJIEHYECTBE, 10 MEHEE TXKENbIX PACCTPONUCTB, KOTOPHIE MOTYT BIIEPBBIE MOSBUTHCS BO B3POCIIOM
BO3pacTe.

bone3nu, accounnpoBaHHbIE C BPOXKIECHHBIMHM OIIMOKaMHU HUMMYHHUTETa, MOTYT HUMETh
cambl€ pa3iIMYHbIE KIMHUYECKHE MPOSBICHUS U MOTYT BCTPETUTHCSA HA NPUEME CaMBIM Pa3HBIM
CIEIMaIUCTaM: ITIyJbMOHOJIOraM, PpPEBMAaToJIOraM, XUpypraMm, Kapauosioram, JIepMmarosoram,
OTOPUHOJIAPUHI0JIOTaM, TaCTPOIHTEPOIIOraM, Heposaoram u T.1.

4.2. T'pynnsbl 60/1e3Heil, aCCOUMPOBAHHBIE ¢ BPOK/IEHHbIMHU OIIMOKAMH

HMMYHHUTeETA
o AyTOMMMYHHBIE
o AyTOBOCHIAIUTENIbHBIE
o Annepruyeckue
o Onyxonn
. Wndexkunn (TUIUYHBIE, aTUITMYHBIE)
o BposxaeHnHble TOPOKU pa3BUTHS

B Hactosmee Bpemsi OeccriopHbIM siBiseTcs (aKT TOro, 4TO ayTOMMMYHHBIE U
ayTOBOCTIAJIUTENIbHbIE OOJIE3HU SBISIOTCS MPOSIBICHUSIMU BPOXKIEHHBIX OMIMOOK MMMYHHTETa, U
MMOHMMAaHHUE 3TOTO OINpEAENseT MPOrHO3, TAKTUKY JICUEHUS U MPOPUIAKTUKY UMMYHO3aBUCHUMOM
natojorud. Hepenko MoOryT BcTpedarbcs COYETaHHMSI ayTOMMMYHHBIX, ayTOBOCHAIUTEIbHBIX
MPOSBIEHUHN, XPOHWYECKUX HH(MEKIM, MHUKO30B, BKJIOYas KaHIUA03, OHKOJOTHYECKUX

HapyILIEHUH, BPOXKICHHBIX [IOPOKOB Pa3BUTHSL.
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4.3. OtaejbHbIe KIMHUYECKHE IPU3HAKH, 03BOJISIIOIIUE 3aNI0/103PUTH HAJIMYHE
00J1e3Hell, ACCOUMUPOBAHHBIX ¢ BPO:KIE€HHBIMHU OIINOKAMM UMMYHHUTETA
o OtpenpHble KIMHUYECKHE MPU3HAKH, I[IO3BOJIAIONIME 3aMOJI03PUTh HAIUYUE
00J1e3Hel, acCOIMUPOBAHHBIX C BPOKJICHHBIMU OIIMOKAMU UMMYHUTETA:
o OtcyrtcrBue 3¢ ¢dekra OT MPOBOJUMON Tepamnuu, B TOM YUCIE aHTHOAKTepuaIbHas
Tepanusi, mpoBoaumas 6e3 agdexra 6osee 2 MecsIIeB.

° [TopaskeHne HECKOJIbKUX CUCTEM OpPTraHu3Ma.

° Kannnnosnast ”HQEKIHs KOKH, CIU3UCTHIX.

° PenunuBupytomnue riryookue abCiecchl KOKH U BHYTPEHHUX OPTaHOB.

° XonoaHble aOCLECCHI.

° Heo6xoauMocTs BHYTPUBEHHOT'O BBEICHMSI aHTUOMOTHKOB JIsi JICYEHUS OCTPBIX

BOCHIAJIUTCIIbHBIX 3IIN30J0B.

L4 HOBTOpHI)IG BUPYCHBIC I/IH(beKIII/II/I, BBI3BAHHBIC OJJTHUMH U TEMH XKC B036YI[I/ITGJISIMI/I
(pCCHI/IpaTOpHO'CI/IHI_[I/ITI/IaJ'IbeIC BUPYCHI, TIpyIlIia repuec-BUpycoB C TCHCPAIN30BAHHBIMU
IIOpaAKCHUAMHU, BKIIIOYad 3HI_IC(1)aJ'II/IT, MarnuJIJIOMOBUPYCHBIC, HCUCCCPUU U Hp)

. Wudekunn, BbI3BaHHBIE HEMATOTCHHBIMH  MHKOOAKTEPUSIMH, BaKIIMHHBIMU
mTaMMaMu OaKTepuil U BUPYCOB.

. TspKEo ¥ aTUITUYHO MPOTEKAIOIINE ONTOPTYHUCTUICCKIEC HH(EKITUH.

. XpoHuueckasi nuapes ¢ IMoTeped Beca JIOOOH STHONOTUHM — ayTOMMMYHHOM,

ayTOBOCIIAJIUTENILHON, MH()EKIIMOHHOM U T.1I.

o Hapymienus penapanuu TKaHel M CBS3aHHBIE C STUM OCIOXHEHUS MEIMIIMHCKUX
MaHUITYJISIIUN.

o Croiikue 303MHOPUITUH.

o [lutonenun - HeHTponeHuH, JIUM(ONEHUH, TPOMOOIMTONEHUH, aHEMHH,
MAHIUTOTICHUH.

o Otexkn ©0e3 oTBeTa Ha TPAAMIMOHHYIO Tepanuio (aHTUTMCTAaMHUHHBIE,
TTIIOKOKOPTUKOCTEPOUIbI, aAPCHOMUMETUKHU U T.11.).

o [Topoku pa3BUTHS U CTUTMBI JUCOIMOPUOTEHE3A.

o M3MeHeHns pa3MepoB U CTPYKTYPhI TUMYCA TPH YIBTPA3BYKOBOM HCCIICIOBAHHH.

. Oco0eHHOCTH HACNIEICTBEHHOTO aHaMHe3a (CM. Janee).

HammonanpHas accouuanusi 3KCHEPTOB B 00JACTH MEPBUYHBIX HMMYHOAE()UIINTOB
(HADIIN ) Bmecte ¢ bnarorBoputensabiM @onnom «lloacomnyx» pa3paboTany mpHUBeIEHHBIH
HUKE aKTyaJIbHbI U JJAKOHUYHBIM MepedeHb HACTOPaKUBAIOIIMX MPHU3HAKOB, XapaKTEPHBIX IS
pa3nuuHbIX (OPM MEPBUYHBIX UMMYHOAEPHUIMTOB. DTOT MEpEeUYeHb MO3BOJISIET COPUEHTHUPOBATH
Bpaueil 1000 criennaibHOCTH, YYaCTBYIOIIUX B TUATHOCTHYECKOM IpOLIecce Y JIeTel, B Hy’)KHOM
Hanpasiienuu (Puc. 1).
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HACTOPAXUBAIOLWWME NMPU3HAKU
e MMEPBUYHBIX UMMYHOLOEPULIUTOB

Tlodcoan
% Pazpaborano HASIMW/] cosmecTtHo c bnaroteopurensHbim @ongom «MOOCOSTHYX»
HA3MW: noepid.ru, pidrussia@gmail.com, +7 495 221 6640 E Fa0) BED «NOACONHYX»: 8 800 500 6335
Parucrp noumestoe ¢ MK naepid-reg.ru ) ;‘?';”} fondpodsolnuh.ru, propid.ru

[=]H

CEMEMHBIN AHAMHES: YACTBIE BAKTEPUANLHbLIE

TOKENOE TEHEHUE MH®EKUMM, BbI3BAHHBIE
LME 1 33 M, MHOEKUMM d
;‘:’,Q;}f.ﬁ.ﬁ:‘ﬂ:‘ﬁ‘.’,...,rZﬁ, BAKTEPMAJIbHbIX YCNIOBHO-NATOFEHHBIMM
BO3PACTA MNK CMERT b ASTER UHDEKUMA BO3BYAUTENAMM

OT TRIKSNOH MHBeKLIMK

-

TROKENBIE/ ATUNNYHBIE BOCNANMUTENBHOE CHMKEHUE NOKA3ATENENA ANUTENLHOE YBENWYEHUE
KOXHBIE NPOABAEHNA 3ABONEBAHME KMLLEYHUKA OBLUEFO AHANU3A KPOBM NUMDOY3NOB, NEMEHM,
W OTEKM C PAHHMM HAYANOM CENE3EHKM

W/UNU TKENBIM TEHEHUEM

12

3HAYUTENBHOE MOBTOPHBIE ANU30ALI COMETAHME HECKONLKUX OCOBEHHOCTHU CTPOEHMUA
YMEHBLUEHME PASMEPOB nUXoPAOKU AYTOUMMYHHBIX nuuAa

TUMYCA, NMMDY3INOB 5E3 OMATOB MHPEKUMIA HAPYLUEHWIA, BKJIIOYASR

U MUHOANUH Y OETER 3HAOKPUHONATUM

Puc. 1 Hactopaxxusatomue npuznaku [TMJIC

4.4. Knaccuduxkauusi BpOKIAEHHBIX OIIMO0K HMMYHHUTETA
AkTtyanbHas Kiaccu(UKalUSg C PETyISIpHBIMA OOHOBIICHUSMU TMyOJHMKYyeTcs Ha caiite
1uis.0org KOMHUTETOM SKCIEPTOB IO MEPBUYHBIM MMMYyHonepunuraM MexayHapoaHoro Corosa
ummyHosoruueckux o6OmiectB (International Union of Immunologic Societies — IUIS) nHa
aHrmiickoM  s3pike.  Kilaccudukanust mnepecMmaTpuBaeTcss Kaxkaele J1Ba roxaa. IlepeBon
KJacCu(UKAIUK MOXKHO HAalTH Ha caiiTe Poccuiickoro Hay4HOro 001ecTBa UMMMYHOJIOTOB INoi.ru,
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MoCJIeTHU TiepeBo]; oOHOBIeHHON Kiaccupukanuu 2020 roga MOXXHO HalWTtu B Poccuiickom
MMMYHOJIOTHYECKOM JKypHalle.

C depas 2017 roma B IUIS mpuHsATO perieHue NEPEeHMMEHOBATh «IEPBUYHBIC
UMMYHOJEGUIUTB» BO «BPOXKICHHBIE OMIMOKM MMMYHHUTETa». MI3MEHeHHe Ha3BaHMsI OTPa)KaeT
pacTylIyt0o OIEHKY 3HAUMMOCTH HEWH(EKIMOHHBIX TMPOSBICHUM MOHOIECHHBIX HapyIICHUI
UMMYHHOW CUCTEMBI.

B MKBbB-11 (Kak u Becb mup, Poccust nHauana nepexon Ha MKb-11 ¢ 1 saBaps 2022 roga
— COTJIACHO pacnopsbkeHuto npaButesibecTBa PO Ne2900-p. Ilepexoanblii mepuo NpoyIuTCs 10
koHIa 2024 roaa) BpOXKACHHbIE OUIMOKM MMMYHUTETa OCTAJIMCh IOJ Ha3BaHHUEM IEPBHYHBIC
MMMYHOAC(HHUIIUTHI M OTHOCATCS K paszneny 04. bojie3sHu IMMYyHHOUW CHCTEMBI.

CuHIpOMBI KOCTHOMO3IOBBIX JUCIUIa3ui OTHOCATCA K paszaeny 03. bone3nu KpoBu U
KpOBETBOPHBIX OpraHoB. [loapoOHbIii mouck kaxaoro auarHoza no kinaccupuxamuun MKB-11
JOCTYIICH Ha aHIIIMKACKOM sI3bIKe TI0 ccbuike https://icd.who.int/en

[TpuBoaUM KpaTKyto Kiaccudukaiuio BpoxkaeHHbIX omnbok ummynurera (IUIS, ¢peBpans
2020), mo3BOJISIONIYIO PACKPBITH Pa3HOOOpa3He KIMHUICCKUX TPOSBICHUI:

NMMyHOIEPUITUTHI C TOPaKEHUEM KIETOYHOT'O U TYMOPAIbHOTO UMMYHHTETA!

. TsDKenble KoMOuHupoBanHble UMMYyHoaehuuTh (TKHUH);

. KOMOWHUpPOBaHHbIE UMMYHOAE(UIUTEI, MeHee Tshkenbie uem TKIH;

KomOuHMpoBaHHbIE WUMMYHOIC(UIMTHI, ACCOMMHPOBAHHBIE C  CHHIPOMAJIbHBIMHU
MIPOSIBIICHUSIMHU:

. UMMYHOJE(PUILUTHI C BPOXKIEHHON TPOMOOIIMTONIEHHUEH;

. nedextsl penapanuu IHK;

o neQeKTh TUMYyCa B COYETaHUH C BPOKICHHBIMU aHOMAJIHSIMH;

o UMMYHOKOCTHBIE TUCIIIIA3UH,;

. runep-IgE cunapomsr,

° nedexTol BUTaMuHa B-12 1 meTabonusma ¢onaTos;

° AHTUJIPOTUYECKUE IKTOACPMOIUCIIIIA3UU C IMMYHOIe(DULIUTOM;

° ne(eKThI KaTbIINEeBBIX KAHAJIOB,

° JIpyTHe KOMOMHHPOBaHHbBIE UMMYHOJEUITUTHI c CUHIPOMAIIbHBIMH
OCOOCHHOCTSMH.

[Ipenmy1iecTBEHHO aHTUTEIbHBIE TE(PEKTHI:

. araMMarJio0yJInHeMUH;
o CHHJIpOMBI 00111el BapuabeabHONH MMMYHHOM HEOCTaTOUYHOCTH,
° pa3UYHBIC CETIEKTUBHBIC NEe(DUITUTHI AaHTUTEN,

bone3Hn NMMYHOIUCPETYIISIIUN:

. cemeiiHble reModaronuTapHbie TUM(GOTUCTHOLIMTO3HI,

o remMogaronuTapHble TMM(POTUCTHOUTO3bI C THUITOIUTMEHTAIHEH
o nedexTsl T-peryIsiTOpHbIX KIIETOK;

o ayTOMMMYHHBIE COCTOSIHUSA ¢/6e3 mumdonponudepanu,

o UMMYHOJUCPETYJIALUS C KOJIUTOM;

o ayTOMMMYHHbIE TUMponponudepaTUBHbBIE CUHIPOMBI,
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. MpeApacronoKeHHOCTs K BOb-undexkmuu  u  aumdonponudepaTUBHBIM
COCTOSTHUSIM.

Bpoxnennsie nedekTsl yncia u GyHKIui GarommuTos:

o BPOXKJICHHBIC HEUTPOTICHUHY,

o neeKThl MOABMKHOCTH U (DYHKIHMHA (haronuTos,

Hemumdbounaubie nedexs! (aabBeOSIPHBINA TPOTEHHO3 H JIP. ).

JleeKThl «BHYTPEHHET0» U BPOXKJICHHOTO HMMYHHUTETA:

o IPEPACTIONOKEHHOCTh K MUKOOAKTEPUAIbHBIM UH(EKIIHSIM;

. O0oponasuaras snuaepmoauciazus (BITY-undexmms);

o IPEPACHONI0KEHHOCTh K TSKEIBIM BUPYCHBIM HHPEKIUM,

o reprneTuyecKue YHIe(aTnThl,

o IIPEAPACIIONIOKEHHOCTh K NHBA3UBHBIM MUKO3aM;

o IIPEIPACIIONOKEHHOCTD K KOXKHO-CIIM3UCTOMY KaHIUJ03Y;

. neguuut TLR-CUrHANBHOTO MyTH C YyBCTBUTEIILHOCTBIO K OAKTEPHSIM;

o Jpyrue OomMOKU BPOXKJICHHOI'O MMMYHMTETA, CBS3aHHBIE C HEreMOIOATHUYECKHUMU
TKaHSIMU;

. JIpyrue omuOKH BPOKICHHOIO HMMYHHTETA, CBSI3aHHBIE C JIEMKOLIUTAMHU.

AyTOBOCHAIUTEIbHBIE CUHAPOMBI.

JedexTsl KoMIIeMeHTa.

KocTHOMO3rOBBIE AHCIIIA3UY.

DEeHOKOIUU NEPBUYHBIX UMMYHOAE(PHUIIUTOB.

4.5. T- u B-kierounbie TUM(ONEHUN B CTPYKTYPe BPOKIEHHBIX OLIHOOK
HMMYHHUTeETA

TectupoBaHre HOBOPOXKACHHBIX ¢ mumdonenuei mytem omnpenenenuss TREC u KREC
MO3BOJISICT BBIABUTH JeTell He Toibko ¢ TsokensiMu ¢opmamu I[THUJIC, HO Takke ¢ apyruMu
3a00JIeBaHUSAMH, 3aTParuBalOIIMMU YUCIEHHOCTh U (QYHKIIMOHUPOBAHKE JIUM(OLIUTOB.

TREC u KREC »10 BHexpomocomHbIe KomnblieBbie cTpYKTYyphl JJTHK, obpasyromuxcs Bo
Bpems auddepennnpoBku T-knerounoro (TREC — T-cell receptor excision circle) u B-kietounoro
(KREC- Kappa-deleting recombination excision circle) peentopoB TUM(OIMTOB U COIEPKAIINX
OIpeJieIeHHbIe KOHCTAHTHBIE I10CIIEA0BAaTEIbHOCTH HYKJIEOTHJIOB, MO KOTOPBIM HX MOKHO
OOHApYKUTb.

KonnyecTBeHHass OIIGHKAa JaHHBIX MAapKepOB — CKPUHHUPYIOIIMI METOJ OLEHKHU
nponrdepanuu U co3peBaHus TUM(OIUTOB, YHUBEPCAIbHBIX A7 BbIABIEeHUS T- 1 B-KieTouHbIx
TUMQONEHUIH COOTBETCTBEHHO, SBIIAIOLIMXCS MPOSBICHUEM KaK MEPBUYHBIX, TaK U BTOPHYHBIX
UMMYHOJIe(UIIMUTOB, UMEIOIINX 3TOT MPU3HAK B CUMIITOMOKOMILJIEKCE OOJIE3HH.

Tspxenas koMOMHUpOBaHHast UMMYHHas HefocTatouHocTh (TKMH) — rpymnmna reneTnuecku
JIE€TEPMUHUPOBAHHBIX CHHAPOMOB, B OCHOBE KOTOPBIX JIEKAaT MOJEKYJSpHbIE Je(eKTHl,
NPUBOASAIINE K HapylIIeHHAM KackajJa MMMYHHBIX peakiuil, mpoueccoB mpoiudepanu,
i QepeHIUPOBKH U (YHKIMA HUMMYHOKOMIICTEHTHBIX KJIETOK. IIpM 3THX HO30JI0THYECKUX
¢dopmax HaONOgaeTCs HU3KOE KOJUMYECTBO HIIM IMOJHOE OTCYTCTBHE T-THMMQOIUTOB, CHIDKEHHUE

¢byHkuun B-muM@OIMTOB, @ B HEKOTOPHIX CIy4asx M OTCYTCTBUE (YHKIIMH HaTypalbHBIX
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KWuiepoB. TumMyc npu JaHHOM 3a00JieBaHMM HMEET BHJA (ETATbHOTO OpraHa, COXpaHss
SHAOJEpMalbHbIe CTPOMAIbHBIC KJIETKH, HO TUM(OUIHBIE CTBOJIOBBIE KJIETKH B HEM MPAKTUYECKH
OTCYTCTBYIOT. OJTO MPUBOAUT K pPAHHEMY pa3BUTHUIO PEHUAUBUPYIOMIUX HHPEKINOHHBIX
3a00JiIeBaHU U CMEPTH JIeTel B IIEPBbIE /IBA '0Ja )KU3HU.

Onnopemennoe tectupoBanue TREC Bmecte ¢ KREC no3Bosnsier BoisiButh T-B- dopmbl
TKHWH, a taxke apyrue CUHIPOMBI BPOXKICHHBIX OLIMOOK MMMYHHMTETa, aCCOLIMUPOBAHHBIE C
nedekToM co3peBanus B-kieTok, B yacTHOCTH — X-crerieHHyo AlT.

B pamkax HeOHaTalbHOrO CKPUHHMHIA BBISBISIIOTCA HAUUEHTBl C  TSKEIbIMU
HMMYHOACHUIUTHBIMU cocTossHHsIMU. HoBopoxkaennsie, y kKoTopbix 3HaueHuss TREC u KREC
oime 100 konwmii Ha 10° KIETOK, HO Huske Bo3pacTHOH HopMsl 1o yposHio JJHK TREC n KREC He
nonajiaT B (enepalibHyl0 MPOrpaMMy MapUIpyTH3allMd U JOJDKHBI HAOJMIOJAThCsl MO MECTY
KUTEIbCTBA.

4.6. MapumpyTu3anus NaMEeHTOB NPH BbIsIBJIeHUH HU3KUX noka3ateseil TREC
n/umn KREC Ha 3Tane HeOHATaJbHOI0 CKPUHHHTA

HampaBnenue Ha KOHCYJbTAaTUBHBIA MMMYHOJIOTMUECKHI IpPUEM WM B OTACIICHUE
KJIIMHUYECKOW UMMYHOJIOTHH, TJI€ OCYILECTBISAETCA:

. 00BEKTUBHOE HCCIIE0BAHNE — OCMOTP H JIp.;

o OlLICHKa aHaMHe3a 00JIe3HH, )KU3HHU U CEMEITHOr0 aHaMHe3a;

. yriay6iaerHoe naboparopHoe obcnenoBanue (MOBTOp TecTa Ha ompexaeneHue JHK
TREC u KREC, uMMyHOQEHOTUTUPOBAHUE U IMPOBEIEHUE JpP. UMMYHOJIOTUYECKUX TECTOB, B
3aBHCHMOCTH OT KJIMHHYECKUX ¥ aHAMHECTHYECKHUX MTOKa3aHuH);

. yJIBTPa3BYKOBOE CKaHHPOBAHHE TUMYCa, MOCKOJIBbKY OOJIBIIMHCTBO
MMMYHOACPHUIIUTOB, NEOIOTUPYIOIIMX B pPAHHEM BO3paCTe, COMPOBOXKIAIOTCA H3MEHEHUSIMHU
pa3MepoB U CTPYKTYPHI TUMYCA,;

. Hampasnenue Ha reHeTHUECKOE TECTUPOBAaHUE (BBIOOP METO/1a M COOTBETCTBYIOLIEH
nabopaTopun).

HanpaBneHHe B CDG,Z[GpEUIBHLIﬁ LHCHTP CO CICAYIOMIUMHU LCIIAMU:

o JajbHEHIIas TMarHoCTHKa,

®  peEIlICHHE BOMPOCa O KyPaTHBHBIX MepaXx;

o noa00p Tepanuu;

o PEKOMEHIALUH 110 AajbHEHIIIEMY BEJCHUIO.

HanpaBneHHe Ha JICYCHHUEC 11O MCCTY KUTCIIbCTBA:

L BBITIOJTHEHHUEC peKOMeHHaHHﬁ;
L4 O(I)OpMJ'ICHI/IC HWHBAJIUJIHOCTH,
L PEIICHUEC CONNATIBHBIX BOIIPOCOB.

4.7. MapupyTu3auusi NAHEHTOB NPH BbISABJIEHNHU NPU3HAKOB BPOXKIEHHBIX
OIM0OK MMMYHHTETA HA IEPBUYHOM NpHeMe
ITepBblii 3Tan IMAarHOCTUKU MPOM3BOAUTCS MO MECTY KHUTEIbCTBA WU NPU NEPBUYHON

rocrnurajinu3anuu p66€HKa, OH BKJIFOYACT:
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1.  OOBeKTHBHOE HCCIIEIOBAHWE — OCMOTp, TINATEIbHBIH cCOOp aHamMHe3a OoJe3HU U
KHU3HH, CEMEHHOTO aHAMHE3a;
2.  JlabopaTOpHO-MHCTPYMEHTAIBHOE HCCIICIOBAHUE!

. 001IMii aHaIU3 KPOBH ¢ 00s13aTeIbHOM JIeWKorpammMoit u onpezaenearnem COD;

. onpexaenenue ypousa [JHK TREC u KREC;

o VYapTpa3ByKoBO€ CKaHUPOBAHHUE TUMYCA;

o CHeHalIu3UpOBaHHbIC JUATHOCTUYECKUE MEPOTIPUATHUS (TI0 TOKA3aHUSIM).

3.  HampaBieHue Ha KOHCYJIHTATHBHBIA MMMYHOJIOTHUECKUN MPUEM B METUITUHCKUE

yupexzaenus II-ro u III-ro yposHs.

4.  Hampasnenue B denepanbHblil HEHTP MOCIE KOHCYJITALNUHU IJIABHOTO CIIEHUAINCTA
B PETHOHE.

5.  HampapneHue Ha je4eHHE IO MECTY JKUTEJIBCTBA BPauoOM CIIELUAIU3UPOBAHHOIO
MMMYHOJIOTHYECKOI0 IIPUEMa T0CTIE 3aBEPIICHUS TUAarHOCTUYECKUX MEPONPUATUH, ONIpeIEICHUS
JIMarHo3a U CIEeKTpa TepaneBTUYECKUX Ha3HAYEHUH.

4.8. AJroputMm KOMILIeKca 00cJieJ0OBAHUI 10 BbISIBJEHUIO BPOKIEHHBIX OLIUOOK
HMMYHHTETA y AeTel, TAKTUKA UX Be/leHUs B YCJIOBUSIX MEeAUINHCKUX OPraHu3aluii, B
3aBHCHMMOCTH OT YPOBHSI OKa3aHUsl MeJUIIMHCKOI MOMOIIU B yUpeKIeHUsIX
31paBOOXPAHEHHA

®enorunuueckue npossiaeHuss npu BOW moryt ObITh BecbMa pa3HOOOpa3HbIMHM WIIH,
HAa00OPOT, MOXOKUMH MpPHU caMbIX pasHbiXx BapuaHTtax BOW. Cpemn BOU, umeromux aeGroT
KJIIMHUYECKUX MPOSBICHUM OOJE€3HUM Ha MEPBOM IOy KH3HHU, NMPEUMYIIECTBEHHO BCTpPEYAETCs
rpynna TsKeiablX KOMOMHUPOBAHHBIX UMMYHOAE(PUIIUTOB.

Haubonee yacteie KIMHUUECKHE TPOSIBIICHNUS, BCTPEYAIOIIUECS Y TAlIMEHTOB [IEPBOTO rojia
HU3HU C pa3nu4HbIMU popmamu BOU.

. mamornenns (<2,5%10%), M.6. MAHIUTONEHNS,

o TUIIOraMMarjoO0yJIMHEMUs:  —  BBIP@XEHHOE  CHIDKEHME  KOHLIEHTpAaIUH
UMMyHOI00yMHa G B CHIBOPOTKE KpOBH (B 2X MOBTOPHBIX HCCIEAOBaHUAX; HUke 2 SD ot
BO3pPAcCTHOM HOPMBI WM HUXKeE 4,5 I/11 'y B3pOCIbIX);

o runorasus Tumyca no Y3U;

o HapylLICHUsl penapalyyd - OCJIOKHEHUS OINEpPaTUBHBIX BMELIATEIbCTB U AP.
MEIUIMHCKUX MaHUITYJISALUN;

o 3aKMBJICHUSI paH BTOPUYHBIM HATSHKEHHEM, CIIy4ad JJIUTENBHOIO HE3aXXHMBIICHUS,
HarHoeHue, adcueaupoBaHue, GOpMHUPOBAHNE TPAHYIIEM,

. nopoku pas3sutus — cepaua, XKKT, kocrent n np.;

. HEaJIEKBaTHOCTh Pa3BUTHUS BOCHIAIUTEIBHOTO MPOIECCa,

. oTcyTcTBHE 3P deKTa OT IPOBOIUMON TEPAIHH;

o OTCYTCTBHE JI0Ka3aTeIbCTB MH(PEKITMOHHOTO BOCIIAJICHHSI,

. ATUTINYHOE TEYCHUE BOCIMAIUTEIBHBIX MPOIECCOB, B T.4. ITTUTEIHHO MPOTEKAIOIITNE

BOCHAJINTEIBHBIC MPOLIECCChI, COYCTAHHOC IMMOPAKCHUE PA3JIMYHBIX CUCTEM OpraHu3ma,
® CUHOPOM CUCTEMHOT'O BOCTIAJIUTCIIBHOI'O OTBETA, THIICPLOUTOKUHEMMU,

reMogarouuTapHbli TMM(OTUCTHOIUTO3, CHHIPOM aKTUBAIIMH MaKpo(haros;
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® IIpU HAJINMYNU ITPU3HAKOB I/IH(beKI_[I/IOHHOFO BOCHIAJICHUA — MHKO3, KOXKXHO-CIIN3UCTBIC

KaHIUI036I;
° TSDKEJIBIC TIOPAKCHHS KOXKH H/WIIH Thapes;
° BIDKwut u apyrue BakimHaIbHbIC HHPEKIINH;
° caxapHbIi AuabeT U Ipyrue ayTOMMMYHHBIE OOJIE3HH;
° B CEMCHHOM aHaMHe3e: Cllydyad perpeccupyromeii 0epeMeHHOCTH WU paHHEH

JIETCKON CMEpTH.

Muorue Ho3zonoruueckue cunapomsl [IMJIC BkiO4aroT B CBOM CHUMIITOMOKOMILIEKC
pa3IM4HbIC BPOXKIACHHBIE TIOPOKU PA3BUTHS — 3TO HE COMYTCTBYIOIIAs MATOJIOTHUs, a, KaK IIPaBUJIO,
CJICICTBHE OJHUX M TEX K€ reHeTHYecKuX AcdekToB. [103TOMy y MalMeHTOB C pa3IuYHBIMH
MOPOKaMHU Pa3BUTHS HEOOXOJWMO HMMYHOJIOTUYECKOE KOHCYJIbTUPOBAHME JUIS BBISIBICHHS WU
UCKITIOYEHUS IPYTUX KIMHUYECKUX MPU3HAKOB UMMYHOAe(pUIIUTA.

4.9. OcobeHHOCTH cOOpa ceMeifHOT0 HACJIeACTBEHHOT0 aHAMHe3a.

['eHeanoruyeckuii aHanu3 — aHaIU3 HaJIU4us OOJIe3HEH Y YWICHOB ceMbU OT CHOCOB 110 4-
ro nokosieHus (6a0ymku u Ieayuku poauteneit). Heo6xoanuMo BBISICHUTh HATMYHE KIMHUYECKUX
MapKepOB HACJIECTBEHHOM MAaTOJIOTHUH:

° Clly4yau paHHEH JETCKOM CMEPTH, BBIKUJIBIIIHN, MEPTBOPOKIEHHUS, PErPECCUPYIOLINE
OepeMEHHOCTH, TIEPUOIBI OSCTUIONS,

° AyTOUMMYHHBIE, ayTOBOCHAINTEIbHBIC OO0JIC3HH, WIMONATHYCCKUE CHHIPOMBI,
OHKOJIOTHYECKHE O0JIE3HH, CITydyand Pa3IMUYHbIX KPOBOTCUCHUM, aTUTUYHOE TEUECHUE 3a00JIeBaHUA,
MOJIUTOITHOCTh ~ TIOPAXEHUW, AaTUMHYHBIA OTBET HA BaKIHMHAIMIO M  TEpPareBTHUUYECKHE
BMEILIATEIbCTBA, HAJTUYHE IOPOKOB PA3BUTHSL.

BaxxHpl He TOJIBKO YTOYHEHHBIE JUArHo3bl POJACTBEHHUKOB, HO U OTJIEJIbHBIC
CUMITOMAaTHYEeCKHE TMPOSBIEHUS, KOTOpPhIE paHee MOIJIU OBbITh HE WHTEPIPETUPOBAHBI.
[lepeuncnennple Hecnenuuueckue TMPOSBICHUS MOTYT SIBISATHCS  KIMHUYECKUMHU WM
CYOKITMHUYECKHMMH BapUaHTaMHU TEYEHUsS OOJE3HU C TEeHETHUYECKOH MpeapacroioKeHHOCTHIO,
KOTOpasi pOsSBIIACH Y AIIUEHTA.

Kpome Toro, ouneHka coOCTOSIHUSI 370pOBbSl POJAUTENEH, POJCTBEHHHKOB M JETEM,
POKIEHHBIX B JAPYrux Opakax, MO3BOJHUT BBISBUTH JIOTMOJMHUTEIbHBIC MPHU3HAKUA MATOJOTHUH,
KOTOpBIE Y MAIIMeHTa B MOMEHT 00CJIeI0BaHUS MOTYT OTCYTCTBOBATb.

4.9.1. OcobdeHHOCTH BeJleHNs MAMEHTOB ¢ BPO:KIE€HHLIMHU MOPOKAMH cepana

Mmuorue Buabl BpoxaeHHbIX TopokoB cepana (BIIC) couetaroTcss ¢ BHecepAeYHBIMU
BpOXKJIE€HHbIMU mopokamu pazsutus [[HC, omopHo-gBUraTenbHOro ammapara, a Takxke C
MMMYHOJIOTHYECKON HeJI0CTaTOUYHOCTHI0. CO00MIanoch 0 MpuMepHO O 13 cuHaApOoMax, mpu KOTOPBIX
ummyHonedurut u BIIC moryt cocymiectBoBath. Ocobernno uacto BIIC B coderanuu c
MMMYHOJIOTHYECKOH HEJO0CTaTOYHOCTHhIO HaOmonalTcs mpu cuHapoMe JlayHa, BpOKIEHHOM
acriennu u cunapome [u JDxopmxu. Jlaxke y HecuHapomanbHbIX nanueHtoB ¢ BIIC Obin
oOHapyxeH AePUIUT UMMYHOTTIOOYTHHOB (ocoOeHHOo mojnkiaccoB IgG) u T-knerok. Ilpu stom
CTENEHb  BTOPUYHOM  HMMMYHOJOTMYECKOW  HEJOCTATOYHOCTH  3aBUCENa OT  TSDKECTH
HEI0CTaTOYHOCTH KPOBOOOPAIICHHS U apTepUalIbHON THITOKCeMUH pu nuaHotnyeckux BIIC.

NMMyHONIOTHYECKYIO  HEJOCTATOYHOCTh  HWCCIICJIOBATENM dYalle HaOmoJanu mpu
kputnueckux BIIC u nmaHoTHYeCKMX MOPOKaX KOHOTPYHKYCa, T.€. AHOMAJIUAX aHATOMUYECKUX

CTPYKTYPp OTTOKA KPOBH M3 CCPALA 1O MArCTPaJIbHBIM COCYIaM. Tounbie MCXAaHU3MBI, JICKAIIIUC B
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OCHOBE CBsI3M Mex a1y nMmyHoaehunutom u BIIC, emne okoHvarenbHo He n3ydeHbl. OqHaKo OBLIO
BBICKA3aHO MPEANOJI0KEHHE, YTO HapyIIeHne QyHKIIUA THMYCa, BKIIFOYas YaCTUYHOE WJIH TTOJTHOE
yIaJeHue TUMyca MpU KapAUOXUPYPIHUYECKOW KOPPEKIMU TOPOKOB, a TaKKe aHOMasbHas
muddepeHnrpoBka TMM(POIUTOB U XPOHUYECKOE BOCTIAIICHUE UTPAIOT KIIFOUYEBYIO POJIh B ATOM.

Hekortopele wucciaenoBaHus TOKa3alld, 4YTO TEHETHYECKHE (AKTOPhl CIIOCOOCTBYIOT
couetaHHOMY Bo3HUKHOBeHHMIO BIIC M mMmyHOneduIHTa, TOCKOJIBKY TPH 0OOUX COCTOSIHUSX
MOTYT  OOHApy>KHMBaThCs  WJCHTUYHBIC TECHETUYECKHE aHOMaluW. VI3ydyeHwe  CBs3HM
nMMyHoAehUIUTHBIX cocTosiHui 1 BIIC mokaszano He TOJIbKO IMOBBIIICHHBIA PUCK HEOTIIOXKHBIX
COCTOSIHMH U JICTAIBHOCTHU ITPH UMMYyHoiepunTax B couetannu ¢ BIIC, HO 1 CKIIOHHOCTB JI€TEH ¢
BPOXKJICHHBIM TIOPOKOM cepiana K WHPEKIuH (Cerncucy, HHPEKIHMOHHOMY SHIOKApIHUTY,
ITHEBMOHHMSIM ), TIPEBHIIIAIONTYI0 TakoBYI0 y aereit 6e3 BIIC B 30 pas.

KnuHumuctel 0OBSACHSIOT 3TO HE TOJBKO T€MOJAMHAMUYECKMMH, HO U UMMYHHBIMU
HapyuieHusIMH. PoJib rTUIIOKCEMIH B HAPYIIEHUU UMMYHUTETa, 0e30THOCUTENbHO K Hannuuto BIIC,
aKTUBHO HM3ydaeTcs B mocienHue rofsl. OOHApYKEeHO, YTO MOCIEACTBHEM TKAHEBOW TMIIOKCHUU
aBIgeTCs ycuieHue okcrnpeccuu ¢akrtopa HIF-1, numepHoro O6enkoBOro KoOMILIEKca,
BBITIOJTHSIOIIET0 MHOTO Ba)KHBIX (YHKIMH, KAacaloOIIUXCS BCEX MEXaHU3MOB BPOXKIACHHOTO H
a/IaITUBHOTO0 UMMYHHUTETA, YYaCTBYIOUINX B MPOTUBOMH(EKIIMOHHON 3aIIUTE.

B He601b1110M KOTHUECTBE COBPEMEHHBIX UCCIIEIOBAHUN YCTaHOBIIEHA HH(POPMATUBHOCTh
ckpunuara TREC u KREC s ouenku coctostnuss ummyHutera aeteit ¢ BIIC. Oka3zanock, uTo
ypoBau TREC u KREC 0butu 3nauntensHo Hike y neteil ¢ BIIC mo cpaBHEHHIO CO 30POBBIMU
KOHTposibHbIMU Tpynnamu. Kpome toro, ypoBHu KREC non0oXUTEeNbHO KOpPpeIupoBalid C
pa3MepoM THMYCa, YTO MO3BOJIHMIIO MPEAINOIOKUTh, UTO HapyIIeHHe BhIpaboTKH B-kieTok Moxer
OBITH CBA3aHO ¢ nuchyHkuuen Tumyca y nmanueHtoB ¢ BIIC. CkpuHMHT MOATBEPIUIL, YTO YPOBHH
TREC Taxke Obutn Himke y MiajneHueB ¢ kputudeckumu BIIC mo cpaBHeHUIO ¢ AETbMH C
HEKPUTUYECKUMHU AaHOMAJIMSAMHU CEPLIA.

Ha ocHoBanuu mnocmeptHoro ckpunuHra TREC/KREC y 271 nereit  6buio
auarHocTupoBaHo 135 cnyuaeB nepBuuHbIXx UMMYyHOAeuuuToB (ITM/I), mpu sTom B 37% ciaydaes
MEePBUYHBIX UMMYHOAEe(UIINTOB HAONIOMATUCh BPOKICHHBIE MOpOKHU cepima. Haubonee uvacto
BpOKJCHHAs OMMOKa UMMYHHUTETa XapakTepu30Baiach CHHApoMoM Aenernuu 22q11.2 XxpoMocoMbl
(cunnmpom u JIxxopmxu, BemokapanodacuuanbHelii CHHAPOM, cuaapoM nedunurta TBX1). Takum
obpa3zom, u3yuas norudmmux aereit ¢ BIIC, ubs nMMyHO3aBUCHUMAs MATOJOTHUS, AeO0TUpOBalia Ha
IIEPBOM TOJYy >KU3HHM, aBTOPbl MOATBEPAWIM BaXKHOCTb H3YUYEHHUS] MOJIEKYJISPHO-TEHETUYECKUX
acriektoB [IM/] xone moornepaliMOHHOM JUArHOCTUKM C MOMEHTA POXKACHUS ISl YMEHbIIECHUS
JIETaJIbHOCTH.

ITporno3upoBanue ucxonoB y nanueHToB ¢ BIIC Ha ocHoBanum ckpunuHra TREC u
KREC mnokazano, uyro Huszkue ypoBHM TREC m KREC koppenupoBain ¢ MOBBIILIEHHON
cMepTHOCThIO Y B3pocibix ¢ BIIC, a Takke cBsi3aHbl ¢ OoJiee BRICOKUM PUCKOM MH(EKIIMOHHBIX
OCTIO)KHEHUH KapAHOXHPYPrHUECKUX BMEIIATENLCTB U JIOONEPANMOHHBIX WH(GEKIUNA y AeTel ¢
BIIC. Takum o0pa3om JaHHBIE, MMOJyYE€HHBIE B MOCIEIHHE TOo/Abl moaTBepxaaoT, yto TREC u
KREC moryT paccmaTpuBaThcs B Ka4eCTBE HOBBIX OMOMapKepOB MMMYHOA€(DUIIUTHBIX COCTOSTHHMA
y nereii ¢ BIIC u ucnonb3oBaThes JUisi ONTUMU3ALUHI JA0- U ITOCIEONEPAMOHHOTO BEACHUS JAHHOU
KaTerOpUM IETEH.
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4.9.2.J1aGopaTopHO-UHCTPYMEHTAIbHBIH 3TAl HCCIeT0BAHUM
[IpoBeneHue MOTHOLIEHHOTO OOIIEr0 aHalM3a KPOBH, BKIIIOYAKOIIETO JICHKOTpaMMy |

COD:

. mamdonenns (<2,5%10%01) - oueHp cepbe3HbIil NPU3HAK, CBUIETEIBCTBYIOMIHI 00
HMMYHOACHUIINUTE;

. HelTponenus (<2*10%m);

. NAHIUTONICHUS - KpaHUI BapHaHT NMPOSBICHUNA IIUTONECHUHU, HAOIIOJACMbIH TIpU
arpaHyJoLUTO3E,

. sosmHOMmma  (>0,7%10%m1) -  MOXeT  CONpOBOXKIATh  HEHTPOIEHHIO,

runepnponykuuo IgE, ayrouMyHHBIE IPOLECCHl M BCTPEUYAThCA IPU MHOTUX HO30JOTMYECKHX
CHHJIpOMax MEePBUYHBIX UMMYHOIC(QHIIUTOB,;

. noseimeHHass COD (>10 Mm/4) — mnpu3HaK BocmaieHus. Bocnamenwe mpu
OTCYTCTBUM  TPU3HAKOB  MH(EKIMH  MOXKET  SBIATbCA  MPHU3HAKOM  AyTOMMMYHHOTO,
ayTOBOCIAJIUTEIIBHOTO WJIK OHKOJIOTUYECKOTO ITpoLecca.

VY pTpa3ByKOBOE CKAHUPOBAHUE TUMYyCa

o TUIIOIUIA3Us TUMYyca — BaHbIM mpusHak Tex ¢opm IIM]l, koTopsle NpUBOAAT K
JIETAIbHBIM HMCXOJaM IIpU Pa3IW4HbIX KIMHUYECKMX IPOSBICHUAX. BBIABIEHHE Trumomiasuu
THUMYyCa IIO3BOJIMT BOBpPEMs IIOCTABUTh JUArHo3 IpU >KU3HU, NPUMEHUTh [aTON€HETUYECKU
00OCHOBAHHYIO TEPANHIO U MPEIYNPEAUTh PA3BUTHE OCIONKHEHUN MEIUIIMHCKIX MaHHITYJISIIUH.
He cnepyer mnpumeHATH I OLICHKA COCTOSHMS THMYyCAa PEHTIE€HOJIOTMYECKHE METOJIbI
HCCIIEA0BAHUS — OHM HE MOT'YT OXapaKTepHU30BaTh YMEHBIIECHHBIN B pa3Mepax OpraH v OLEHUTb €T0
CTPYKTYpY, HO YBEIHYAT JIy4eBYIO Harpy3Ky Ha peOeHKa.

. runepruiasus tuMmyca - npuzHak He TKUH wmm npyrux [TM]], conpoBokaaromumxcs
auM@oneHuen, a CBHJETENbCTBO OINpPEAEIEHHON KOHCTHTYLIMOHAJIBHONW OCOOEHHOCTH, KOTOpas
COIIPOBO’KIAETCS, KaK IMPaBHJIO, YAaCTBIMM M OBICTPO KYNUPYIOUIMMHUCS OCTPBIMH SMH30]aMH
OakTepuanbHOM  sTHONOorMM. HO  3HauuTeNbHOE  yBENMYEHHE THMyca MOXET  ObITh
HACTOpaXXMBAOIEHl 0OCOOCHHOCThIO KOHCTUTYIIMH M MOXKET IMPUBOJIUTH K HEaZeKBaTHOM, OBICTPO
Pa3BUBAIOILEHCS BOCIIAIIUTEIILHON PEAKIUU.

Jnsa ananu3za pesynbratoB Y3U TuMmyca pazpaOoTaHbl TaOIUIBI HOPMAJIbHBIX 3HAYCHUMN
TUMYyCa B 3aBUCUMOCTHU OT MacChl Tella M10/1a U peOeHKa.

Omnpenenenye cuenualIn3upoOBaHHOIO CIEKTPa AMarHocTuyeckux Meponpusatuii — KT nm
MPT opraHoB M TKaHeW, CUMHTHrpadus NapeHXWMATO3HBIX OPraHOB, NPHUBICYEHUE IPYTUX
NPOGUIBHBIX CIIEUATUCTOB U JIP. TIO TIOKA3aHUSM.

[Tpu BBISBIEHUU BBIIMIEYKA3aHHBIX KIMHUYECKHX MPH3HAKOB, TPEOYIOMUX HCKIIOUEHHS
TOW WM WHOW (OPMBI MEPBUYHBIX MMMYHOJAC(PHIIUTOB M KOHCYJIbTALMM Bpaya WMMYHOJIOTa-
amneprosora 1o wmecry okutensctBa (I m I ypoBHs) HampaBiasTh DNANUEHTOB Ha
CIEeLUANTU3UPOBAHHBINA KOHCYIbTaTUBHBI HMMYHOJIOTHUECKUH TPUEM 15 Bepu(uKaluy BapuaHTa
IMnAC.

Jis  KOHCyJbTallMM Bpaya KMMMYHOJIOTA-aJUIEpProyiora HEoO0XOJUMO TPelOCTaBIATh
UCTOpUIO OOJIE3HM WM HCTOPHIO Pa3BUTUS peOCHKa JJs 3alUCH BCEX KOHCYJIbTAIllMi B
CTallMOHAPHBIX OT/AEJCHUAX U aMOYJNAaTOPHBIX YCJIOBHUSX, Jajee LUTHPOBATH BBISBICHHbIC
MMMYHOJIOTOM-QJIJIEPTOJIOTOM OTKJIOHEHUs U 3aKJIIOYEHHUS I10 KOHCYJbTAallMd B JTAllHBIX U

3aKIIIOYUTCIIbHBIX 3MIUKPU3aX.
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4.9.3. IokyMeHTbI, He0OX0AMMbIe IJIs1 KOHCYJIbTAIlUM Bpaya aJlieproJiora-

HMMYHOJIOTA
° HaIllpaBJICHUC HA KOHCYJIbTAllHUIO C HO,I[pO6HBIM SMNUKPHU30M,
° noz[po6Ha;1 BBIIIMCKA U3 HCTOPUHU 00JIe3HH 0 3a00JIEBAHUIX U HpOBOI[HMOﬁ TEpariunu,

C VyKa3aHUEM TMPEIBAPUTEIBHOTO (WM  3aKIIOYUTENIBHOT0) JHAarHo3a, COIMYyTCTBYIOIIUX
3a00JeBaHUN M KIMHUYECKUX MPOSBICHUN OOJE3HH, MMEIOUIMXCS TaHHBIX JAOOpaTOPHBIX H
(bYHKL[I/IOHaJIbHBIX I/ICCJIGIIOBaHI/Iﬁ 3a 2 HCACIIH, NPpCAIICCTBYOINEC KOHCYJIbTalUU HUMMYHOJIOra-
ajuieprosiora (OOIIHMi aHAJIN3 KPOBH, MOYH, Kajla Ha SIiIla T'eJIbMHUHTOB);

. CTPaxoBOM MEAULIIMHCKUM MOJIMC (OPUTHHAI U KCEPOKOIHUS € 2-X CTOPOH);
o amOyJsiaTopHas KapTa (110 COOTBETCTBYIOLIEMY 3aIpocy);

o CrpaBKa 00 31 OKPYKECHUH,

o IPHUBUBOYHBINA CEPTU(HKAT;

. pe3yNbTaThl JOMOIHUTEIbHBIX 00CIEOBAHUM.

BrlimeykazanHoe obecrieunBaeTcsi MEAULIMHCKMMU paOOTHUKAMU IEPBUYHOIO 3BEHA, JINOO
BpauyaMH pa3IMyHOrO MpoQwWiIs, B IMOJE€ 3PEHUS KOTOPHIX IMOMaj MAalUEeHT, HYXIAIOIMICS B
JaJIbHENIIEM KOHCYJIBbTaTUBHOM Y4acTUH Bpaua UMMYHOJIOTa.

[IpuBeNeHHBI HIDKE JIMATHOCTUYCCKUH KOMIUICKC, BKIIFOYAIONUK J1abopaTopHO-
MHCTPYMEHTAJIBHBIE METO/bI MCCIIEOBAHMS, BBIIIOIHACTCS 110 HA3HAYEHUIO Bpaya MMMYHOJIOTA.

4.9.4.J1a00paTOPHO-UHCTPYMEHTAIbHAS THATHOCTHKA BPOKIEHHbIX OLIHOOK
HMMYHHMTETa HA 3Tane CHelMaJu3MPOBAHHOI0 HMMYHOJIOTHYeCKOro 00cj1e10BaHusl

1-11 muarHoCcTUYECKUN dTAall:

o o0ImuMii aHaJIM3 KPOBU pa3BepHYTHIN — ¢ neiikodopmyinoii u COD,

. onpenenenne TREC m KREC wmeromom IIIP B peanbHOM BpeMeHM (aHaIU3
YHUBEpCAIbHBIX MapkepoB T-u B- KJ1eTOYHBIX UMMYHO1€()ULIUTOB)

. IIpy HaNMYUK TEXHUYECKUX BO3MOMXKHOCTEM:
o olpeieNieHue rnokasaresneil parounuTo3a — CHOHTAHHOTO ¥ MHAYLIMPOBAHHOTO,
o OlpeziefieHue ChIBOPOTOYHON KOHIIEHTPAMM HMMYHOITIOOYJIMHOB — C YYE€TOM

BO3pPAaCTHOM U MaTEPUHCKON KOHLIEHTpaIuH,

o V31 tumyca.

. [Ipu BBIABICHHH OTKJIOHEHHH Ha TEPBOM JTame J00TO U3 TMEePEYHCICHHBIX
AQHAJIN30B TIPOBOIATCS UCCIEAOBAHUS 2-TO TUATHOCTHYECKOTO dTara.

2-11 TUarHOCTUYECKHUHA DTAIl:

. METO/JIOM TPOTOYHON IMTOMETPUU ONpEAeTeHUE TOMYISAIUA U Pa3TUIHBIX
cyOonomymsiuii TuMQOIUTOB (B 3aBUCUMOCTH OT KIMHUYECKUX MPOSIBICHUMN, B T.4. TAMHUYECKUE
MUTPAHTBI U KIETKU TaMSITH),

. OmpeeNieHue  Pa3IUYHBIX  aHTHTEN — K  WHQEKIUOHHBIM  areHTam,
rpymnmnocnenuGuaeckux u ayTOAHTHUTEN (B 3aBUCHUMOCTH oT MOKa3aHui),

XEMOJIFOMUHECIIEHITUS HeUTpouiioB (OypcT-TecT),

. HCT-tect crioHTaHHBIN 1 MHYIUPOBaHHBIM,

o OIIpelIeJICHUEe aKTUBHOCTH KOMIIOHEHTOB KOMIIEMEHTA,
o OIIpeCIIEHNE MUTOT€HHOTO OTBETA,

o OIIpeIeJICHUE TOCTBAKLIMHAJIBHBIX TUTPOB aHTUTE,
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° skcnpeccust 6enkoB (SAP/XIAP, WAS, BTK, CD40LG, FOXP3 u T.11.),

. onpeneneHue dpochopunupoanus/nedochopunrpoBanus 6EIKOB,

o IKCIIPECCUS BHYTPUKJIETOUHBIX IIUTOKHHOB,

o OIpeieICHNe YPOBHEH IMTOKMHOB B OMOJIOTHUYECKUX KHUIKOCTSIX,

o crenupuIecKue IMMYHOJIOTUIECKUE U JIP.TECTHI.

o HccnenoBanust 2-ro  JUArHOCTUYECKOTO dTama MPOBOAATCS TPU  HAIUYHUU

COOTBETCTBYIOIIMX MOKA3aHUHN JJIsl TPOBEJCHUS KXKIOTO U3 HUX.

. OO0s3aTeNIbHO MOBTOPHOE MPOBEACHHE HUCCIECAOBAHUN [JIs OLEHKH HW3MEHEHUH
TeueHus: 00J1e3HN, MHOOPMATUBHOCTH MPEABIIYIIMX HCCICTOBAHUNA M KOHTPOJIA 3P (HEKTUBHOCTH
IIPOBOJUMON TEpaIuu.

3-1i AMarHOCTUYECKHI ATal:

o ['eneTruecKkoe KOHCYJIBTUPOBAHHE W BEpU(UKAIMSA PE3yJTbTATOB TEHETHUYECKHX
HCCIIeJOBaHUH

[Tpu BBIABIIEHUU MIPU3HAKOB BPOXKICHHBIX OMIMOOK HMMYHHUTETA MMallMEHTOB HAMPABISAIOT
Ha KOHCYJIbTAIIMIO TeHETHKA I UCKITIOYSHHS IPYTUX HACIEICTBEHHBIX 00JIe3HEH, MPUBOAIIIUX K
CXOKEH KIIMHUYECKOW KapTHUHE.

B cnyuae neranbHBIX MCXO/I0B F€HETUYECKUN MaTepral NalrenTa (Cyxoe MaTHO Ha TecT-
OnmaHkax WM napad@UHU3HPOBAHHBIE CPE3bl) HAMPABISIETCS B TE€HETUYECKYIO JIAOOpATOPHUIO AJIs
MIPOBEJICHUS MOJIEKYJIIPHO-TEHETHUECKUX HCCIEA0BaHUN 0 MHANBUAYATBHON IIpOrpaMme.

[TpoBeneHne MeIUKO-TEHETUYECKOTO KOHCYJIBTUPOBAHUS CEMbU, B KOTOPOW BBISBICHBI
Cllydad TEPBUYHBIX HMMYHOAEC()UIIMNTOB, HAMPABIAIOTCS Ui MOIEKYJISPHO-T€HETHYECKOTO
o0clieIoBaHMsI BCEX WIEHOB CEMbH.

[TpoBenenue MEpONPUATHH s dhexTuBHON npodUIaKTUKu MEPBUYHBIX
UMMYHOJEPUIIUTOB — MpEHATATbHOM W MPEIUMIUIAHTAIMOHHONW JUArHOCTHKU TEeHETUYECKOM
MATOJIOTUH TPH TUIAHUPOBAHUU POXKICHUS APYTUX JIETEH B CEMBAX C OTATOIIEHHBIM aHAMHE30M 110
[N ¥ BBHISIBICHHBIMH CIy4asMH XPOMOCOMHBIX HApyIIEHWH, B TOM UHCIE M Ha
MHUKPOCTPYKTYPHOM YPOBHE.

4.9.5.Beenne nanueHTa ¢ YCTAHOBJIEHHBIM JHATHO30M 110 MECTY KHTEJIbCTBA

ObecneunBaeTcs BBINOJHEHHE PEKOMEHIAIMN 10 JICYEHUI0, PeadMIuTallud U KOHTPOJIIO
COCTOSIHUS TIAIIUEHTOB C IEPBUYHBIMU UMMYHOIEPUITUTAMH, POTMUCAHHBIMUA Ha KOHCYJIHTaTUBHBIX
MpreMax CIeUUaINCTaMUd  aJJIeProJoraMU-UMMYHOJIIOTAMA M3 MEIUIMHCKUAX  YUPEKJIECHUN
BBIIIECTOSIIIUX YPOBHEW OKa3aHUs MEAWIIMHCKOW IMOMOIIU — PETHOHATbHBIX, (elepaTUBHBIX U
HAI[MOHATIbHBIX.

MeponpusTust HEOTJIOKHOW MEUIIMHCKOM TOMOIIY OCYIIECTBIISIOTCS 110 OOIICTPUHATHIM
MIpaBHIIaM.

KonTpons nokaszareneit TREC n KREC npoBoauntcs 1 pa3 B 3 Mecsina 10 HOpMaau3anuu
3HA4YEHMI.

4.9.6. Omnpenenenne konmuii JHK TREC n KREC B inarnoctuxke TKUH u npyrux BOU,
CONPOBOXKAAeMbIX JUM(poneHunen

Buaexpomocomubie  komblieBble  cTpykTypbl JIHK, oOpa3yrommmecss BO — Bpemst
muddepennmpoBku T-knerounoro (TREC — T-cell receptor excision circle) u B-kneTounoro
(KREC- Kappa-deleting recombination excision circle) perentopoB auM(OIMTOB, COACPKAT
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orpesiefieHHble KOHCTAaHTHBIE IOCIEAOBATEIBLHOCTH HYKJIEOTHAOB, MO KOTOPBIM HUX MOXHO
OOHapY)XHTh C TIOMOINBID METOAWKH TMojauMepasHoi 1enHoi peaknuu (ITI[P) - camoro
pacnpoCTpaHEHHOTO MOJIEKYJISIpHO-TeHeTHYeckoro wmeroaa uccienoBanus. I[lpunnun [P
OCHOBBIBAETCSI HA MHOTOKpaTHOW amrumdukanuu neineBoro ¢pparmenta JITHK ¢ momompro JIHK-
MOJINMEpaskbl, a caMa METOIMKA BKJIIOYAET B ce0s TPH OCHOBHBIX I1ara:

. MOATOTOBKA Hccaeayemon mpoosl matepuana (Beiaenenue JJHK nin PHK);
. amrmudukaius (HapaboTka Heooxoaumoro konudectsa [ILP-ipomykra);
. netekius npoaykra [P (ammmudunrpoBaHHON HYKIIEUHOBOW KHUCIOTHI).

Ha cerogusmauii 1eHb JUIsl BU3yalIHM3alldd PE3yJIbTaTOB aMIUIU(UKAIIUU HCTIOIB3YIOT
pas3IUYHbIC METO/IBI, OJTHAKO HAHOOJIbIIIee PACIIPOCTPAHEHHUE ITOTYYnIIa METOIMKA KOJTMYSCTBEHHON
[P B pexume peanbHoro BpemeHu (qPCR, Real-Time PCR, «IILIP, ITLP-PB). JHK mus
UCCIIEIOBaHMS MOKET ObITh MOJTyUYeHa KaK U3 IeJIbHOU KPOBH, TaK M U3 CyXOT0 MATHA KPOBHU (B TOM
YHUCIie COOMPAEMOro B X0JI€ HAIlMOHAIBHOW MTPOrpaMMbl CKPUHUHTA HOBOPOXKICHHBIX ).

Hns xonmmuyectBeHHoro ompenenenus conaepxanus konud JIHK TREC um KREC c
HCIIOIb30BAaHUEM TIpoIiecca aMIUTM(PUKAMK HEOOXOAMMBI T€ XK€ KOMIIOHEHTBI, YTO H JUIS
crannaptaoi [1L[P, a taxxe QayopecuieHTHbIE THOPUIN3ALMOHHBIE 30HABI M aMILTU(UKATOP C
CUCTEMOH JIeTeKIINH (PITyopeclieHTHOTO CUTHANIA B PEKUME PeaIbHOr0 BpEMEHH.

Amplification

1200
1000

800

RFU

600 |
400

200 ]

Cycles

Puc. 2 Mogens rpadpuka nHaxorenus JIHK B xome IILP ¢ perucrpanueit
(IyOopecleHTHOTO CUTHAJIA B PeKUME PEATbHOTO BPEMEHH.

@DIOOpECIIEHTHBIE TUOPUIN3AIMOHHBIE 30HIBI — 3TO KOPOTKHE OJUTOHYKICOTHIBI,
KOMIUIEMEHTapHbIe BHYTPEHHEMY y4acTKy amrutuduimpyemoro ¢parmenta JJHK, conmepxariue
nBa ¢ayopocdopa: penoprep u racutenb. Korma 30HA CBsi3aH ¢ MaTpuilel, (GIyopecleHTHBIH
CUTHaJI OT pemnoprepa moriomaercs racureneM, oanako B mporecce ITHP JIHK-momumepasa
paspyiiaeT 30H], PEnopTep U TacuTeNlb OTAAISIOTCS IPYT OT JApyra, U (GIyopecleHIrs 3aMeTHO
pasropaercs. ITo AeTeKTUpyercs nocie kaxaoro nukia [P, u HakonieHue npoyKkra B peabHOM
BpeMEeHH OToOpaxkaeTcs Ha rpaduke: Mo Mepe yBeNIWYeHHsS KonuyecTBa HapaOoranHoro ITLIP-
MPOJAYKTa CHUTHAJ pacTeT OHKCIOHEHIMAIBbHO, a 3aTeM BbIXOAUT Ha tuaro (puc.l). [dns
konmaecTBeHHOro onpenenenus JJHK B mpobax ucmonb3yoT KamnOpOBOYHYIO KPUBYIO C JAHHBIMU
0T 00pa3IoB C U3BECTHON KOHIICHTPAITUEH (ISl STOTO Yallle BCEro UCIOIB3YIOT TUIa3MUJIbI).
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[TonydyenHoe B pe3ysbTaTe UCCIIEA0BaHUA JaHHBIM MeTo1IoM KonndecTBo konuid TREC u
KREC otpaxaer unciio HauBHbIX T- U B-KJIeTOK, BBIIIEAIINX M3 TUMyCa U KOCTHOI'O MO3ra B
KpoBOTOK. JloHOomIeHHble HOBOpoxAcHHble naeth ¢ TKMH wuMeoT oueHb HU3KUE WU
HeonpenensieMmble ypoBHU TREC, MMEHHO 3TO I03BOJISET BBIABIIATH TAKUX JETEH HA IEPBOM HEZEIe
KU3HM KaK yYIPOKaeMbpIX [0 JAaHHOMY 3a00J€BaHUI0 W HANpaBiIsATh Ha YIIIyOJIEHHOE
MMMYHOJIOTHYECKOE UCCIIeZIOBaHNE 10 MaHU(ECTAIlNH KIMHUYECKUX MTPOSBICHUN O0JIE3HH.

YuuThIBas KOJMYECTBO B3ATOTO B peakiuio o0bema pactBopa JIHK, MoxHO momyduTh
Pa3MEPHOCTh MApKEPOB B KOMUAX Ha peakuuto. OIHAKO I KIMHULKACTa-UMMYHOJIOra ropaszio
BakHee 3HaTh He abcomoTHoe komndecTBO TREC n KREC Ha oguH MUUTHIUTpP LETbHON KPOBH
ManueHTa Wik Ha OJHY a0CTPaKTHYIO Peaklltio, a I0JI10 HauBHBIX T- u B-kieTok (CypporaTrHbIMU
Mapkepamu Kotopeix u sABIsAOTCS TREC m KREC cooTBETCTBEHHO) cpeam BCEX KIIETOK
JIEHKOLIUTAPHOTO Psija.

TakuMm 00pa3om, 3Has KOJIHMUYECTBO SIPOCOAEPKAIIUX KIETOK B €IMHUIIE 00beMa LEeTbHON
KpoBH, B3sATON B peakuuto BeiaeneHus JIHK, moxno nerko mepecunrtars konmyectBO TREC
(KREC) Ha komu4ecTBO JIEHKOIIUTOB.

B Hacrosimee Bpemsi ypoBHU auarHoctuueckux noporosbix 3HaueHuid TREC u KREC
3HAYUTENIBHO BapbUPYIOT MEXAYy pPa3sHbIMU Jab0OpaTopusMH, IIOCKOJIBKY CKPUHUHTOBBIC
uccnenosanus Ha TKUH, npoBoanmMbie B pa3HbIX CTpaHax MUpPa, 10 CUX [IOP HE CTaHIapTU30BAHbI
MeTotosioruyecku. B PO aiis ckpuHUHTa HOBOPOXKACHHBIX OIPEIeTICHBI TIOPOTrOBbIe 3HaYeHHUsI (cut-
off) s TREC u KREC 100 na 10° kJIeTOK B CyXMX HATHAaX KPOBHM. B pesynbTaTe peann3alun
MPOTrpaMMBbl PacITUPEHHOT0 HEOHATATILHOTO CKpUHUHTA 3HaueHue cut-0ff Moxer ObITh yTOUHEHO.

HeoOxoqumo y4uTHIBaTH TaKXke, YTO aHOMAJbHO HHU3KWE 3HAYCHHs JTaHHBIX MapKepoB
(HI>KEe TIOPOTOBOM OTCEUKM) HE BCETJa CHUTHAIM3UPYIOT O MAaTOJIOTHH, CBS3aHHOM ¢ MMMYHHOU
cucTteMoil. Pe3ynpTaThl TECTUPOBAaHUS MOTYT OKa3aThbCsl HU3KUMHU IO MPUYHMHE HEMPABHIBHOTO
B3sATHS 0Opasia, HemoctaTtouHoi amrommu JJHK u3 cyxoro msaTHa kpoBH, Hamudue B oOpasiie
unaruoutopoB [1IP, Takux kak remapuH, KOTOpbIE MOTYT MPHUCYTCTBOBATh MPHU HCIOIH30BAHUH
KaTeTepa JJid B3SATUSA KPOBU y JETe U3 NajlaT MHTEHCUBHOW Tepanuu. /(s UCKIIOUeHus JaHHBIX
apTe¢akToB MPOU3BOAUTCS 0JHOBpeMeHHoe BKitoueHue B peakiuto TP monekyn TREC, KREC
U HOPMHUPOBOYHOTO JIOKYCa, KaKOBBIM SBISIETCS CTaOWIBbHBIA (parMeHT TeHa JOMAalllHero
X03siCTBa, Yalle puOOHyKJeas3bl, OeTa-akTUHA WU anbOyMmuHa. Vcmnonb3oBaHue pedepeHcHOro
reHa B KayeCTBE BHYTPEHHETO KOHTPOJBHOTO 00paslia TO3BOJIIET KOHTPOJIUPOBATH ATAIlbI
skcrpakiuu JJHK u mpoBenenus peakuuu aMIiuguKaIiu.

[Tpu nomyuennn HU3KkHX ypoBHeld TREC u/umum KREC B mepBruuHOM 00pasiie KpoBH U
HOPMaJbHOM YPOBHE aMITU(UKAINKA KOHTPOJIHHOTO TeHa, HEOOXOAMMBIM YCIOBUEM CKPUHUHTA
SIBJSIETCS 3alpalIiBaHue MOBTOpHOro obpasua (perecra). Huskue ypoaun TREC n/mmn KREC,
MOJIy4eHHBIE BO BTOpPOM o0Opasie, TpeOYyOT HEMENJICHHOTO WCCIEAOBaHUS CyOMOmysSIuit
JTUMQOIIUTOB KPOBU peOeHKa METOIOM MPOTOUHOM 1iuTomMeTpu. [1pu nomyuennn 3nauenuii TREC
u KREC B mpenenax pedepeHCHBIX 3HAYCHHH, U MPU OTCYTCTBHUHM KIMHUYECKUX MPU3HAKOB
MMMYHOIaTONOTHH, 1uario3 BOU Ha nanHOM dTane pa3BUTHS peOEHKA MOXKET OBITh UCKITIOUCH.

[MarenToB co 3uauenusiMu TREC B muamazone 100—450 wormmii Ha 10° u KREC B
muanazoHe 100-250 xommit Ha 10° KIeToK cieayeT BHIAEAUTh B TPYIIy JUCHAHCEPHOTO
HAOIIIOJIEHUsI 110 MECTY JKUTENhCTBA. KOHTPOIBHOE TECTUpPOBAHME MPOBOTUTCS depe3 1 mecsil

IMOCJIC HCOHATAJIbHOI'O CKpUHUHTIA.
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B ciyuae, ecnu peGeHOK sBsIeTCS TITyOO0KO HEAOHOIICHHBIM (MeHee 32 Heenb recTalun),
JalbHENIINe dTanbl 00CcIe0BaHus MPOBOAATCA uepe3 4 HeJelu OT MepBUYHOro Tecta. B ciyuae,
€ClIi y JOHOIICHHOTO WM HEJOHOIICHHOTO TMAallMeHTa HMEEeT MECTO TEeUeHHUE TSKEIOoro
MH(EKIMOHHOTO Tpolecca, AajbHeillre 3Tanbl o0cieqoBaHus (B KOHTEKCTE HEOHATAJIbHOTO
CKPUHHHTA) MPOBOJISATCS MOCTE pa3pelieHrs OCTPOro rnepuoia HHPEKIUOHHOTo 3a00eBaHusl. ITO
CBSI3aHO C TE€M, YTO HEJOHOIIECHHBIE JIETH, a TAaK)Ke MAI[MEHThl B CENTHUYECKOM COCTOSIHUM MOTYT
uMeTh TpauzutopHo Hu3zkue mokazarenu TREC w/ wmmm KREC, kotopeie co BpeMeHeM
HopManusytorcs. Konrpons nunamuku nokasareneii TREC m KREC y HenmoHOUIEHHBIX JeTei
1enecoo0pa3Ho MPOBOIUTH 1 pa3 B MecAll JO HOpMaIu3alui 3HAYCHUH.

Tab6muna 1. [Toporoseie 3nauenus [JHK TREC u KREC

I'paHnyuHbIe 3HAUeHHMs, Konuii Ha 10° KiIeTok
Bospactnas rpynna (uenpHast KPOBB U CyXHe MSATHA KPOBH)
TREC KREC
HOBOPOXKJICHHBIE 450 250
1-11 mec. 200 250
1-5 ner 80 100
6-17 ner 30 40
18 net u crapiie 15 15

Tabnuma 2. Macca TuMyca B 3aBUCMMOCTH OT MAacChl Teja IUI0Jia U HOBOPOXKJIEHHOTO (Tabnuia
[ToTTepa nns pacyera Maccel TUMYCa B IpaMMax C UCIOJIb30BaHUEM (hopmMyiibl BoeBoinHa)

Macca Tena rioga 1 HOBOPOXKJIEHHOTO B Macca Tumyca B rpaMmax

rpammax
250 - 750 1,4

750 — 1250 3,1

1250 — 1750 51

1750 — 2250 8,5

2250 — 2750 9,3

2750 — 3250 9,9

3250 - 3750 10,8
3750 u > 15,3
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Tabnuma 3. Bo3pacTHble ©13MEHEHHSI MacChl TUMYCa
(mo Steinmann G. et al., 1986)

Bo3spacr (11eT) Uwucno HabmroaeHui Macca Tumyca, T.
Cpenusis Mmacca CrangapTHoe
oTKJIOHeHHe SD

0-1 6 27,3 16,4

1-4 4 28,0 19,3

5-9 7 22,1 9,2
10-14 5 21,5 6,5
15-19 9 20,2 10,3
20-24 18 21,6 9,5
25-29 9 23,1 11,8
30-34 5 25,5 9,9
35-44 17 21,9 9,2
45-54 14 24,8 12,8
55-64 15 21,3 9,5
65-84 17 23,8 16,1
85-90 5 18,2 5,4
91-107 5 12,4 6,9
Bcero 136 22.8 12,5

4.9.7. IlpeumymectTBa KoimyectBeHHOro anajiuza TREC u KREC

[lo cpaBHEHMIO ¢ KauyeCTBEHHBIM aHaIM30M, KonuuecTBeHHBIM aHanu3 TREC u KREC
o0jaziaeT HEOCIOPUMBIMH MPEUMYIIIECTBAMH, NMPEAOCTaBiIsAs O0jiee TOUHbIE U TOJHbIE JaHHbBIE O
COCTOSTHUM UIMMYHHOM CHCTEMBbI NAI[UEHTA.

1. 3HaunmMas HHGOpPMAITHS:

. OCHOBHOE NIPEHMYIIECTBO: KOJIMYECTBEHHBIM aHalIM3 IMPEIOCTaBIIET TOYHbIE
uudpossle qanHble 0 KoHLeHTpaun TREC n KREC B Guonornueckux odpasmax. To MO3BOJSET
MIOJIyYUTh KOJIMUYECTBEHHOE IIPE/ICTABICHUE O CTENIEHW aKTHUBHOCTH THMyCa M KOCTHOI'O MO3ra, a
TaKXe 0 MPOU3BOJCTBE HOBbIX T- 1 B-mumdornuTos,;

o IIPAKTUYECKOE IPUMEHEHHE: KOJIUYECTBEHHBIE [TOKA3aTENH SBISAIOTCSA BXKHBIMU JIJIS
MOHHUTOPHUHIa AMHAMUKH U3MEHEHUH B MMMYHHOW cucTeme, OleHKH 3((EeKTUBHOCTH TEpanuu U
BBISIBJICHMSI 1€(DULIUTOB, KOTOPHIE MOT'YT OBbITh YITyII€HbI IPX KAYECTBEHHOM aHAJIU3E.

2. UyBCTBUTETHHOCTH:

. konudecTBeHHBIN aHann3 TREC u KREC o6namgaer BbICOKOM 4yBCTBUTEIHHOCTHIO,
YTO MO3BOJISIET BBISABIATH J1aXKe HEOOJbIINE U3MEHEHHUSI B YPOBHE 3THX MAapKepoB. ITO OCOOEHHO
Ba)XHO NPU pAaHHEM BBISIBICHUM UMMYHOIC(PHIIUTOB,;

. nouck M aHanu3 u3MeHeHud B koHueHTpauuu TREC u KREC cranoButcs
KITIOYEBBIM JUISl BBISIBJICHUS J€(UIIMTOB B UMMYHHOM CHCTEME Ha paHHHUX CTAJHsX, YTO MO3BOJISET
CBOEBPEMEHHO KOPPEKTHPOBATH JieueOHbIE CTPATETHH.

3.  KBanTudukanus UMMyHHOTO cTaryca:

. OCHOBHOE IPEMMYIIECTBO: KOJMYECTBEHHBII aHAJINW3 MO3BOJIAET IPOBOJUTH
KBAaHTU(UKALMIO MMMYHHOI'O CTaTyca MallueHTa, IPeJOCTaBIIsAsl KOHKPETHbIE I0Ka3aTeNN, KOTOPbIE
MOTYT OBbITh UCIIOJIb30BAHBI [Vl CPABHEHHSI ¢ HOPMAaTUBaMH;

o IPaKTUYECKOE MPUMEHEHHE: ITO BaKHO 111 (POPMHUPOBAHUS OOBEKTUBHONW KapTUHBI
MMMYHHOTO OTBETA, a TAKXKE JJIS y4eTa HHIUBUAYATbHBIX OCOOCHHOCTEH Ka)KJ0r0 MalMeHTa.
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4.  Jlunamuka:

o OCHOBHOE IPEUMYILECTBO: KOJMYECTBEHHbIM aHaIN3 0OecreurnBaeT BO3MOKHOCTh
MOHMTOPHMHIa JUHAMHUKH U3MEHEHUI B UMMYHHOH CUCTEME C TEYCHHEM BPEMEHHU. JTO BaXKHO JJIS
OLEHKU H(PPEKTUBHOCTU JIEYEHMs, aJaNTallud Tepanud W IPOTHO3MPOBAHUS BO3MOXKHBIX
OCJIOKHEHUI

) npakTuueckoe npuMmeHenue: Hadmoaenue 3a guHamukoil TREC u KREC no3Bomser
BpauyaM a/IaTHPOBATh JICUeOHbIE CTPATETH Ha OCHOBE PEaJIbHBIX M3MEHEHUI B UMMYHHOM CTaTyce
MTalUEHTA.

5.  Bo3MoxHOCTH CTaHIapTHU3ALMU:

. OCHOBHOE IIPEUMYIIECTBO: KOJINYECTBEHHBIN aHanu3 obecrieynBaeT
CTaHJApPTU3aLMI0 PE3YyJbTaTOB, YTO IIO3BOJISIET CPaBHUBATh JAHHBIE MEXIY Ppa3InYHBIMU
1a00paTOpUSIMU U MPOBOAUTH OOBEKTHBHBIE MEIUIIUHCKHIE UCCIIEI0BAHMS,

o IIPAKTUYECKOE IPUMEHEHHME: 3TO BAaXXHO [UId CO3/aHUs €IMHBIX CTaHJapTOB
WHTEPIPETAIMKA PE3YyIbTAaTOB, OOECIICYNBAasi HAJSKHOCTh JAHHBIX B PA3IMYHBIX KIMHUYECKUX
CLEHApUIX.

4.9.8. TREC u KREC B rpynnax pucka y aereii 1 B3pocJibIX

1.  Cungpom [layna.

Pannee BblsiBneHHMe uMMyHoAepuuuTOB: KonuuecTBeHHbIH aHamu3 TREC u KREC
MIO3BOJISIET PAHO BBISABIATH U3MEHEHMS] B Pa3BUTUM MMMYHHOM CHCTEMBI y JET€M C CHUHIPOMOM
HayHna.

Onenka »¢dextuBHoctr Tepanuu: MoHUTOpUHr TREC u KREC wMoxer ObITh
WCIOJIb30BaH I OLIEHKU 3 (EKTUBHOCTH MEAUKAMEHTO3HOM Te€parnuu UK IPYTrUX MEPOIIPUATHIMA
0 YJIYYIIEHUI0 UMMYHHON CUCTEMBbI

[Tpenynpexnenue ocnoxuenuii: Boicokuil ypoBeHb TREC n KREC cBuaerenscTByeT o
XOpOIIEH AaKTUBHOCTM HMMYHHOH CHCTEMBI, YTO IIOMOTraeT IPeJOoTBpaIlaTh OCIOKHEHMUS,
CBSI3aHHbBIE C UMMYHOIe(UIIUTAMH, Y 3TOI TPYIIIbI MAIUEHTOB.

2. Hetu ot marepeit, neperocsmux BUY win manueHTs ¢ 3Toi HHPEKIUe.

Mounutopuar ummyHHoro craryca: TREC um KREC wurpator xiroueByro posb B
MOHHUTOPUHIE€ MMMYHHOro craTyca y mnanueHToB ¢ BUY-undexuuelr wim aereir ot marepew,
MEpPEeHOCAIMNX 3Ty MHPeKkuuio. VX KOJIMYecTBEHHBIH aHalIU3 IO3BOJISIET OLIEHUTh, HACKOJIBKO
XOpOIIIO OpTaHU3M MPOU3BOIUT HOBBIE T- 1 B-mumdonutsr.

Onenka pucka wuHpexnuit: Hu3kuii ypoBeHb TREC u KREC Moxer ciayXuTh
WHIUKATOPOM TIOBBIIIEHHOTO pHcka uHpekuuid y mnanueHtoB ¢ BUY. Dto mnomoraer
MpeaNpPUHUMATh MEPHI IO MPO(PUIAKTUKE U CBOEBPEMEHHOMY JICUEHUIO.

3. [MamumenTs! mocie nepeneceHus Tsokeaoro Teuenns COVID-19.

BoccranoBnenne nmmynurera: konnyectBeHHbIN aHanu3 TREC n KREC nocne Tsxenoro
teueHnss COVID-19 moxeT noMo4b OIIEHUTh BOCCTAHOBJIEHNE HIMMYHHOW CUCTEMBI U IPEITPUHSATH
Mepbl J1s1 TOBBIIIEHUS €€ AP (HEKTUBHOCTH.

OneHka COCTOSIHMSL KJIETOK MMMYHHOUM cucreMbl: n3mepenue ypoHs TREC m KREC
npeaocTaBisger WHGOPMAIMIO O COCTOSSHMM T- u B-KkieTok mocie BO3ACHCTBUS BHpyca, 4TO
SBJIACTCS BaXXHBIM JJI TOHMMAHMS TOTCHIIMAIIBHBIX TIOCIICICTBUM.

4.  TlauueHTsl, MOJIyYaAIOUINE JIyYEBYIO U XMMUOTEPAIIHIO.
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Mounutopunr 3¢ dexroB nedeHus: konmunuectBeHHbI aHanmn3 TREC u KREC mo3Bosmsier
OLICHUBATh, HACKOJIBKO YCIIEUIHO MPOXOAUT Jy4€eBasi U XUMUOTEPAIHS C TOUKH 3PEHUSI COXPAHEHUS
MMMYHUTETA.

[IpenoTrBpamienne uMMyHoAePUITUTOB: perysapHbiii MoHUTOPUHT ypoBHS TREC nu KREC
MOMOTaeT MPeJOTBpaIlaTh pPa3BUTHE HUMMYHOACPHUIIMTOB, KOTOPbIE MOTYT BO3HUKHYTH B
pe3ysbTare JIEYeHHUs] OHKOJIOTMYECKHUX 3a00IeBaHUM.

5.  [anumenTsl, Hy>KAaromKecs B BAKIIMHOMPODUIaAKTHKE.

N3mepenne ypoas TREC u KREC npenocraBiser uHdopmaluio o coctosiHuu T- u B-
KJIETOK JUIsl pELIEHUS BOIPOCa O BaKI[MHALIMY KMBBIMHU BaKIIMHAMMU, a TAK)K€, IIOCIIE IEPEHECEHHBIX
MH(DEKIHA, YTO SBJISIETCS BAXKHBIM U1 TOHUMAHUS MOTEHIIUAIbHBIX MOCIEACTBUM M COCTABICHHUS
WHIUBUAYATbHOTO IpadrKa BaKIIMHAIIMY U BEIOOPA BaKIIHMH.

6.  KoHTposib nprKuBIEHHs TPAHCIUIAHTATA MTOCJIE TPAHCIUIAHTAIIUU TEMOIIOATHYECKUX
CTBOJIOBBIX KJIETOK.

OueHka ycnemHocTy TpaHciuianTanuu: koaudectBeHHbI aHann3 TREC u KREC urpaer
BAXHYIO pPOJb B KOHTpOJIE NPWKHUBAHUS TPAHCIUIAHTaTa W YCIELIHOCTH TpaHCIUIaHTalluu
re€MOIMO3TUYECKUX CTBOJIOBBIX KJIETOK.

[IpenoTrBpamenue ocnoxxHeHui: perysipablii MOHUTOpUHT ypoBHSL TREC u KREC nocne
TpaHCIJIAaHTAMU [TIOMOTAET NPEeIOTBPAIlaTh OCIOKHEHUS, CBSI3aHHbIE C HAPYIIEHUEM UMMYHHOI'O
craTyca.

7. [TarueHTHI € TYOEpKYJIe3HOM HH(DEKIIHEH.

Onpenenenne koHueHTpauuun TREC B kauecTBe MEpPCOHATM3UPOBAHHOTO MPEAUKTOPA
pUCKa TIPOTPECCHPOBAHUS TyOepKyne3HOW WHGEKIHH W, Kak CJIeICTBUE, OOOCHOBaHUE
JIOTIONIHUTEIBHOTO  OOCJIENOBaHUS M W3MEHEHHUs TAaKTHKW JIeYeHHs 10 MaHU(ecTaluu
OTPULIATENILHON AUHAMUKH.

KonTposabHbie BONpoCHI

1.  Yto u3 cebs MpeaCTaBIAIOT BPOKIECHHbIC OIIMOKM UMMYHUTETA?

2.  Kaxue npenmymectBa konuuectBeHHoro aHanu3 TREC u KREC?

3. Kakue xnuHMYecKHe MPU3HAKU TMO3BOJSIOT 3aM0J03pUTh HAIWYHe OONe3HEH,
ACCOIMUPOBAHHBIX C BPOXKIACHHBIMH OMIMOKaMU UMMYyHHUTETA?

4.  Ilepeuncnure UMMYHOACPUIIUTHI C MOPAKEHHEM KIETOYHOTO W TyMOPAIBHOTO
MMMYHUTETA.

5. Uro mo3BONSIET BHIIBUTH TECTUPOBAHWE HOBOPOXKIEHHBIX C JTHUMQOIECHUEH MyTeM
onpenenenuss TREC u KREC?

6.  UTo NmeXHT B OCHOBE TSAXKeJIOi KOMOMHUPOBAHHON UMMYHHOM HEAOCTATOYHOCTH?

7. Kakoii mepBblif 3Tan TUArHOCTUKU U BBIABIEHUS Mpu3HakoB BOU Ha mepBuUYHOM
MpreMe MPOU3BOIUTCS TI0 MECTY KUTEIHCTBA WIIM MIPH MEPBUYHON rOCTIUTATU3alMU peOeHKa?

8.  OcobenHocTu cbopa cCeMEWHOTO HACJIEICTBEHHOTO aHaMHe3a MPH MOJ03PEHUU Ha
nac.

9.  OcoOeHHOCTH BeJICHHS MAIUEHTOB C BPOKIECHHBIMU TOPOKAMH CEpIIA.

10. IIpornozupoBanue ucxooB y nauneHToB ¢ BIIC Ha ocnoBanuu ckpununara TREC u
KREC.
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3akarouyenue

HazBanusie mpemmymectBa aenatoT koiuuectBeHHblid aHanmu3 TREC u KREC 6onee
MPEANOYTUTEIEHBIM METO/IOM B KOHTEKCTE JUArHOCTUKU U MOHUTOPUHTa UMMYHOE(QHUIIUTOB. JTa
TeXHUKa obecnieunBaeT 6osiee riry0oKoe ¥ TOUHOE TOHMMAaHUE COCTOSIHUS UMMYHHOW CHUCTEMBI, 4TO
ABIISICTCS KPUTUUECKUM BOIIPOCOM IPU pa3zpabOTKe MEepCOHATU3NPOBAHHBIX CTPATEIU JICUCHUS U
yXOJia 3a MalUeHTaMH.

WuTerpamuss CKPUHMHTA KJIETOYHOIO HMMMYHHUTETa B JTH KIMHUYECKHE CHCHAPHH
yIydllaeT JAWarHOCTUKY, TPEAYNpEeXICHHE OCIOKHEHHMH U 3(PPEKTHUBHOCTh  JICUCHHS
UMMYHOJIC(UIIMTHBIX COCTOSHUM y AeTel. DTO CTajao BaKHBIM IIaroM B YIPABJICHUU 370POBbEM

HOBOT'O TIOKOJIEHUS ¥ TIOBBICIIO 3((HEKTUBHOCT NMPOMUIAKTUKH U JICYCHUS HMMYHOIC(HIIUTOB.
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Kannnueckas 3axada

Manpuuk A., 9 1er.

AHnamHe3 KH3HM: peOEHOK OT TpeTheid OepeMEeHHOCTH, NPOTEKaBIIEH C
ToH3WLIO(GapuHTUTOM BO Il TpHIMeEcTpe, CPOUHBIX POJOB ¢ 0OBUTHEM IYITOBHHOI, Maccoit 2500,
poctom 50 cM. @u3NyYeCKOE U HEPBHO-IICUXUYECKOE PA3BUTHE COOTBETCTBOBAJIO BO3PACTY.
[TpodumnakTuyeckue NPUBUBKU MO KaleHAaplo, 0e3 ocinoxkHeHwil. B panHem Bo3pacte —
NPOSIBJIICHUS] aTONUYECKOro Jepmaruta. CeMeilHbIii aHaMHe3 He OTATOIICH, cTapuie Oparbs
(1BOE) 3/T0POBHI.

Amnamues 3a0oneBanus: Manudectanus ¢ 5 neT, Korja Havau NepeHOCUTh TOBTOPHBIE
OOCTpYKTHBHBIE OpPOHXHUTHI, C TECHAEHIMEH K 3aTsHKHOMY TeueHHto. B 6 nmer Haxomuics Ha
CTAaIlMOHAPHOM JICYEHUH B CBSI3U C TEUEHUEM JIBYXCTOPOHHEH MOJIMCErMEHTAPHON THEBMOHMH,
KOTOpasi B IpoOLiecCe TOCHUTAIM3ALMU OCIOKHUIAch IuieBpuToM. [lo TspkecTn cocTosHus
IIPOBOAMJIACH MAacCUBHAs AaHTHOAKTEpHalibHAs Tepamus, BBEACHHE CBEXE3aMOPOKEHHOMN
I1asMbl. Bbimucan ¢ ylydlleHHMEM COCTOSIHHSA, HO Ha  PEHTIEHOTPAMME COXpaHsulach
BocnanuTenbHass HMHQuiIbTpauus. [locie BbIIUCKKM MNpoJo/Kal OECHOKOUTh Kallelb ¢
OTJICJICHUEM THOMHOW MOKPOTBI, 3MHU30IMYECKUMH MOABEMbI TEMIEPATypbl 10 (HeOpUIbHBIX
uugp, MnoaoOHbIe »kajmoObl Oecnokownu B TedeHue roja. Jlajee Oblaa BBINOJIHEHA
JUarHOCTHYECKas OPOHXOCKOIUS, OTMEYEH FHOMHBIM 3HJ0OPOHXUT, IIOCIIE KOTOPO B TEUEHUE
JBYX MECSIIEB MallMEHT IOJy4yall aHTUOMOTHUKHU HIMPOKOTO CIIEKTpa JIEHCTBHUS, MYKOJIUTUKH.
[Ipr mpoBeneHNH KOHTPOJBHBIX OPOHXOCKONMI OOHapykeH nehOopMHUPYIOIUN OpPOHXHUT C
OpoHxosKkTazaMu. B TedeHne nocneayomero roga HabIOAeHUN NAMEHT TOCIUTAIU3UPOBAJICS
TPYOK/IBI 110 TIOBO/LY IBYXCTOPOHHHUX ITHEBMOHUH, OZIHA U3 KOTOPBIX MPOTEKaja

C apTPUTOM O0OUX KOJIEHHBIX CyCTaBOB. Jlaree HECKOIBKO 3MU30/10B ABYCTOPOHHETO
CpPEIHEro OTUTa. B MeXrocnuTalbHbIi NEepHOJ OTMEYAIUCh CHUMITOMBI XPOHHUYECKON
MHTOKCUKAIIH, HApACTAJIH SBJICHHS CepCUHOIETOYHON HET0CTaTOUHOCTH.

Bompocsl k 3anaue

1. IToctaBbTe NpeABapUTEIbHBIN TUATHO3.

2. OnumTe MeXaHU3MBbl Pa3BUTHS JAHHOTO 3a00JI€BaHUS.

3. Ilepeuncnure TMarHoCTUYECKUE KPUTEPUU JAHHOTO 3a00JI€BaHMUS.

4. Ha3znaubTe 0OceioBaHHe.

5. OnuumTe TaKTUKY AaJbHEHIIEero BeeHHUS.

6. OnuinTe NporHo3 3a00aeBaHMs.

JTaJIOH 0TBeTa

1.  TlepBuunoe UMMYHOIe(DUIIUTHOE COCTOSIHUE: X-cuenyeHHas
araMmmarjo0yJIMHEMHUs.
2.  Tsaxénoe 3aboneBaHue ¢ W30MpPATENbHBIM JEPUIMUTOM MPOAYKLUUH AHTUTEI.

['enetnueckue naedeKkTbl NPUBOMAT K HAPYUICHUIO pa3IM4YHBIX 3TaloB co3peBaHus B-
muMmdoruroB. 3aboneBaHue Hacnenayercss kak X-cueruieHHo (bonesnbp bpyTona), Tak u
ayTOCOMHO-PEIIECCUBHO. X-CLEIUIEHHOe 3a0oJieBaHHE BCTpEYAaeTcsi y MaJbUUKOB U
XapaKTepu3yeTcs OTCYTCTBHEM HJIM PE3KUM CHIDKEHHEM B mNepudepryeckoil KpoBU W/WIM B
muMpouaHoit Tkanu yucna B-knetok u orcyrctBreM KREC. BeneacrBue yero numdarnyeckue

y3J1bl Y HUX HEOOJIBIINX Pa3MEPOB, 8 MUHAAIHHBI OTCYTCTBYIOT.
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3. Kputepusmu nuarnosa siBiseTCsl CHIDKEHHE KOHIIEHTPAIMU ChIBOpoTouHOTO IgG
MeHee 2 r/1 ripu oTcyTcTBuH IgA, [gM. XapakTepHO pe3Ko CHHKEHHOE YHCIIO IIUPKYIUPYIOIIHX
B-nmumdonuros u orcyrcrBue KREC.

4.  HWmMmyHonormyeckoe oOCieqOBaHHE, I'€HETHYECKOE KOHCYJIbTUPOBAHUE — IS
BepUpUKauu AuarHo3a. MoeKyIsipHO-TeHeTHYecKas JUarHoCTHKa ¢ ucroiib3oBanueM NGS
(TapreTHble MaHEIU WU MOJIHOOK30MHOE CEKBEHUPOBAHUE) HEOOXOAMMA AJIsl MTOATBEPKIACHHUS
IUarHo3a M MEeIUKO-TeHETUYECKOr0 KOHCYJIbTUPOBAHUSA CeMbU.  JlOMONHUTENBHO AJis
YTOYHEHUSI TsKECTU NoBpexaeHus BHyTpeHHuX opraHoB: CKT, MPT, y3konosocnas MPT
cycraBoB, Y3U cycTtaBoB, cuuHTUrpadus JErkux, 3HI0CKOMUYECKOE UCCIeIOBaHEe OPOHXOB,
12-n.x., 0aK.IOCEBEI 3€Ba, HOCA U T.II.

5. Iloxu3HeHHass 3aMecTUTENIbHAsg Tepamusi IpenapaTaMd  BHYTPHUBEHHBIX
UMMYHOTJIOOYJIMHOB, MpOQUIAKTHUECKas aHTHOAaKTepuanbHas, MNPOTUBOTPHUOKOBasS U
MPOTUBOBUPYCHAS Tepanus (Mpu HATUYUH XPOHUYECKUX 04aroB WHMEKIIHiA).

6. Ilpu panHell AMAarHOCTUKE HAa HEOHATAJbHOM CKPUHUHTE M paHHEM Hayaie
3aMECTUTENILHON Tepanuu MpOorHo3 OnaronpusTHeIA. [Ipyu mo3mHel AMarHOCTUKE U pa3BUTUU
0YaroB XpOHUYECKON MH(MEKIINH — 3HAYUTEIBHO XYXKE, U ONpeaesieTcs 00beMOM MOPaKeHUs
OpTaHoB.
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2)
CKpUHUHTA?
a)
0)
B)
r)

)

3)
a)
0)
B)
r)
hiY)

4)

TecToBBIC 3a0aHUA

BbiGepuTe 01MH NPpaBHIIBHBII 0TBET

CKOJIbKO BCETO Ceifuac HACUUTHIBACTCS BPOXKICHHBIX OMIMOOK MMMYHHUTETA?
Memnsbie 50

76

248

485

Bosbme 500

CKONBKO HO30JIOTMM BKJIIOYAET MpOrpaMma paclIMPEHHOT0 HEOHATaIbHOI'O

5
7
13
18
36

B kxakom rony B Poccuu BriepBbi€ CTaau NpOBOAUTH HEOHATAIbHBIA CKPUHUHT?
1934
1966
1993
1928
2005

B kakom BoO3pacTe y JOHOIIEHHOTO HOBOPOXJIEHHOTO OCYIIECTBISIOT 3a00p

O6p83HOB KpOBHU U3 IIATKH JIs1 IPOBCACHUA HEOHATAJIIBHOT'O CKpI/IHI/IHFa?

a)
0)
B)
r)
1)

5)

B Bo3pacte 14 — 28 4acoB KuU3HU

B Bo3pacte 4 — 8 4acoB KU3HU

B Bo3pacte 144 — 168 yacoB xuU3HU
B Bo3pacte 24 - 48 4yacoB KM3HU

B Bo3pacte 344 — 468 yacoB KU3HU

B kakoMm Bo3pacTe y HEIOHOIIEHHOTO HOBOPOXKIEHHOI'O OCYIIECTBISIOT 3a00p

06p8.3LIOB KPOBHU U3 IIATKHU JIs1 MIPOBCACHUA HCOHATAJIBHOT'O CKpI/IHI/IHFa?

a)
0)
B)
r)

1)

6)

ABJIICTCA:

B Bo3pacte 24 - 48 4yacoB KM3HU

B Bo3pacrel4 — 28 4acoB KuU3HU

B BO3pacte 4 — 8 4acoB )KU3HU

344 — 468 1acoB XxU3HU

B Bo3pacte 144 — 168 yacoB xu3HU

Haubonee mOMHBIM W TOYHBIM ONpEICICHUEM TMOHATUS "UMMyHOAEPUITUT"
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a)  H3MEHEHHUsS B CUCTEME UMMYHUTETa, 00yCIIOBICHHbBIE

0)  KOJMYECTBEHHBIM Je(UIUTOM HMMYHOKOMIIETEHTHBIX KJIETOK HW3MEHEHHUS B
CUCTEeME HUMMYHHTETa B pe3yjibTaTe HapyIICHUsS OTAloOB CO3peBaHUA, AUPPEPEHIUPOBKH,
(GYHKIIMOHATBHONW aKTUBHOCTH U YHCIIA KJIETOK, YYACTBYIOIIUX B UMMYHOJIOTHYECKOM OTBETE;

B) H3MEHEHUS B CHCTEME MMMYHHTETa B pe3yJibTaTe HapylleHUs (PYHKIHMOHAIBHOMN
AKTUBHOCTH KJIETOK, YYaCTBYIOIIUX B UMMYHOJIOTHYECKOM OTBETE;

)  WU3MEHEHHS B CUCTEME MEXKIIETOUHBIX B3aUMOJICHCTBHIA;

)  U3MEHEHHs Heclenu(UYecKoil peakTHBHOCTH UMMYHHBIX KJIETOK.

7) K 0cOOCHHOCTSM MEPBUYHOTO HMMYHOIE(HUIIUTA OTHOCATCS:

a) H3MEHEHUS B CHCTEME MMMYHUTETA, MPOSBIIAIOIINECS B MEPBbIE MECALBI U TOJbI
KU3ZHU

0) UW3MEHEHHUS B CUCTEME UMMYHUTETA

B)  pa3BUBIIUECS B pe3yjbTaTe OaKTEpPUATbHBIX U BUPYCHBIX HH(DEKIIHiA

r)  WU3MEHEHHs B CUCTEME UIMMYHUTETA, IETEPMUHUPOBAHHBIE TEHETUYECKU

)  OTCYTCTBHE U3MEHEHHUI CO CTOPOHBI HMMYHHOM CUCTEMBI.

8) K 0coOeHHOCTSAM BTOPHYHOTO KMMYHOIC(HUITUTA OTHOCSTCS:

a)  W3MEHEHHUS B CUCTEME UMMYHUTETA, JETEPMUHUPOBAHHBIE TCHETUYECKU

0) U3MEHEHHs B CUCTEME UMMYHUTETA, MIPOSBIISIONINECS B JIFOOOM BO3pacTe

B) H3MEHEHHS B CUCTEME MMMYHHUTETA, Pa3BUBIINECS B PE3yJbTAaTe PA3IMUHBIX BUIOB
MATOJIOTUH WJIM BHEITHUX BO3JCHCTBHIA

r) W3MEHEeHHs B CHUCTEME UMMYHHMTETa, Haumboiee 4YacTo codYeTalluecs ¢
TeIbMUHTHBIMH, OaKTepUATbHBIMU M BUPYCHBIMH WHMEKIMSIMH, NEHCTBHEM JEKApCTBEHHBIX U
XUMHYECKHUX BEIIECTB, O0TyYEHHEM.

9)  CsaoiictBamu IgG aHTUTEN ABIAIOTCS:

a)  BO3MOXHOCTb IIPOXOXKJICHHS Yepe3 IIALeHTY

0) HEBO3MOXXHOCTb IMPOXOKACHUS Yepe3 MIIAleHTY

B)  BO3MOXHOCTb YACTUYHOTO ITPOXOXKJICHH Yepe3 IUIALeHTY

I)  HEBO3MOXXHOCTb YACTUYHOTO MPOXOXKICHHS Yepe3 TUIAICHTY.

10) TuneprioOynuHeMus A XapakTepHa:

a) I aTOIUU

06) A7 BOCHATUTENBHBIX MPOILECCOB HA CIM3HUCTHIX 000I0UKaxX
B) I aHauakcuu

r)  JJs ICUXOMATOJIOTMYECKUX COCTOSHUM

11) TIloBslIeHUE YPOBHS KIMMYHOTTIOOyIMHA M XapakTepHO JIJIs:
a)  ocTporo MH(MEKIMOHHOTO Tpoliecca

0) XPOHUYECKOTrO BOCHAIICHUS

B)  aToluu

r) TelbMHMHTO3a
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17)

W36upaTenbHblil 1eUIUT UMMYHOTIIO0YJIHHA A MOKET COTIPOBOX/IATh:
aTONMUYeCcKoe 3a00JICBaHHE

rermaTUThI

AQHTUUTHI

nepmMaTopuTHn

TICHXO03BI

CHmkeHue GparoluTapHO aKTUBHOCTH HEUTPOPMIIOB 00JIee XapaKTEPHO IS
yacteix OPBI

OpOHXHUATBHOM aCTMBI

aTepocKiIepo3a

baedomnaruii

BUTHJIUTO

CHKeHue MpoayKIuu HHTephepoHa XapaKTEepHO IS
BUPYCHBIX HHPEKITUIA

aTOIHUH

OakTepuaIbHbIX HH(PEKINH

BEpHO a), B)

HUYETO U3 MEePEUUCICHHOTO

JI7ist BHY TPHKIICTOYHBIX HH(EKIHIA XapaKTepPHO HATWYHE UMMYHHOT'O OTBETA I10:
Thl-tumy
Th2-tumny
Th3-tumy
Th4-tumny
Th5-tumy

K B030yauTeNsIM BHYTPUKJIETOUHBIX HHPEKIUI OTHOCHT:
30JIOTHCTBIN CTa(hUIOKOKK

MUKOILIa3My

CUHETHOMHYIO NAJIOYKY

IIpOTEH

KHILIEYHYIO MTaJIOUKy

KHCJ’IOpO,[[-3aBI/ICI/IMLIC MCXaHU3MBI GaKTepI/II_II/IIIHOCTI/I (bar OIIUTOB MOTYT OBITH

OIMPCACIICHEI ITPU UCCIICJOBAHUU:

a)
0)
B)
r)

1)

JFOMHHOJI-3aBUCUMON XEMIITIOMUHEIICHIIUU
B HCT-tecte

npu ornpeneneHuu % daromnurosa

BEpHO a), 0)

HUYET0 U3 MEePEUUCICHHOTO
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TECTC:

18)

KI/ICJ'IOpOI['He3aBI/ICI/IMHe MCXaHU3MBbI 6aKTepI/IHI/II[HOCTI/I MOTI'YyT OBITh OIIPCACIICHEI B

HCT

OnpeaAcICHUE YPOBHA MUCIIOIICPOKCHUAA3bI
OIpeCaACIICHNUH JIN30COMAJIBHOI'O MHACKCA
OonpeaAcICHUEC NHACKCA aKTUBallUH
OonpeaAcICHNE NHACKCA TOKCUYHOCTHU

Kucnopon-3aBucrumMbie MexaHU3Mbl OaKTEPUIIMIHOCTU UTPAIOT OOJIBIIYIO POJIb MPH:
XPOHUYECKON IpaHyJieMaTO3HON 0601e3HI

cunapome Ju-J>xopxu

TUIOraMMario0yInHeMUn

runep-lgE-cunapome

CKB

3HaueHue UMMyHOTpamMmbl ipu BTopuyHbix UJIC:

OCHOBHAs POJib B IIOCTAHOBKE JIMAarHO3a

MOMOTaeT B JUArHOCTUKE OCHOBHOT'O 3a00JIeBaHUs

SBIISIETCS. BXKHBIM HCCIIEJOBAaHUEM IIPH KOHTPOJIE a/IEKBATHON Tepanuu
BCE OTBEThI BEPHBI

HUYETO U3 MEePEYUCICHHOTO

HMMMyHOKOppUTHpYIOLIas Tepanus:

IIPOBOAMTCS CAMOCTOSITEIIBHO

B KOMIIJIEKCE C Tepanueil OCHOBHOTO 3a00JIeBaHUs
HE MPOBOJUTCS

ABJIIETCS OCHOBHBIM METO/IOM JICUEHUS

BCE OTBETHI BEPHBIE

[Tpu arammarnoOyarHeMuu 3G GEKTUBHBIM SBISCTCS:
NPUMEHEHHE UMMYHOCTHMYJISTOPOB

NPUMEHEHHE JJOHOPCKOTO KMMYHOTJIOOYTHHA
NPUMEHEHHE MHUEIIONHNIA

BEpHO a), 0)

BCE OTBETHI HEBEPHBIC

[Tpu neuernn BUY-uH(pekmn ”MMyHOKOPPETUPYIOLIHE MPEnapaThl SBISIOTCS:
OCHOBHBIM BHJIOM T€panuu

BCIIOMOTI'aTEJILHBIM BHUJIOM TEPAIUHU

HE IPUMEHSIOTCS

[IaTOr€HETUYECKOU Tepanuen

CUMIITOMAaTUYECKOHN Tepanuein
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24) TIIP-auarHocTrka HeOOXOAUMA IS

a)  BBIIBICHHS WHPEKIIMOHHOW MATOJIOTUH

0) HaAyYHBIX HCCIICOBAaHUM

B) BepHO a) u 0)

I)  HHUYEro W3 MePEUUCICHHOTO

N)  BBISABICHHS HAPSHKCHHOCTH UMMYHUTETA K HH()DEKIIMOHHBIM areHTamM

25) MorekynsapHOW OCHOBOW HACJIEACTBCHHOM MATOJOTHHU SBIISIOTCS Ae()EKTHI:
a)  Ha pubocomax KJIETKH

0) Ha MUTOXOHIPUSIX KICTKH

B)  Ha monekyine PHK

r)  Hawmonekyne JJHK

)  HHUYEro M3 MEePEUUCICHHOTO

JTaJIOH OTBETOB

Ne Bompoca Otser
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Ipuioxkenne 1. O0pasen namMsATKHU JAJIS POAUTe/Iei 0 BPOKIEHHBIX OIIMOKAX HMMYHHMTETA

IIpuunHa 00/1e3HU U OTKY/Ia OHA MOKeT MOSIBUThLCS y pedeHKa

Bpoxaénnsie ommbku nmmynutera (BOW) — 310 rpymnma HacieACTBEHHBIX O0IE3HEH, TpH
KOTOpBIX TOBPEXJIAETCSI OJWH WM HECKOJbKO U3 HECKOJBKMX COTEH TI'€HOB-PETYJISATOPOB
uMmyHuTeTa (MyTanmii). Cpeau MHOXKECTBAa MMMYHOJC(QHUIIMTOB BBIACISACTCS TPYIMIA TAKEIBIX
KOMOMHUPOBaHHBIX UMMYHHBIX HepoctatouHoctei (TKMH), mpu KOTOpBIX mepBble MPU3HAKH
00JIE3HH MOTYT IOSIBUTHCS Ha MPOTSHKEHUM BCETO NEPBOTO rojia *KHU3HH, M JCTU MOTUOAroT, He
noxuBas 10 rojaa (okomno 25% Bcex ciydaeB BOM). HoBopoxkieHHBI peOSHOK MOXKET HE UMETh
HUKAKUX IIPU3HAKOB, [TO3BOJIAIOIINX 3a110403puTh Y Hero BOU 10 Toro, Kak nosBsTCSI CUMITOMBI
6one3nn. OueHb BaXXHO, YTOOBI 00JIe3HH ObLIA BBISBIEHA JI0 3TOTO, YTOOBI yCIETh MPUMEHUTDH
METO/IbI JIEYEHUS U IPEIYNPEAUTh pa3BuTHe Oosie3HU. K MOBpeXAEHUSIM T€HOB MOTYT PUBOAUTD
cambl€ pa3Hble MIPUYMHBI, Yallle BCEr0 POJUTENIN U JPYrHe POJCTBEHHUKU MOTYT HE UMETh ITHX
Oomne3neld miam OOJIE3HM MOTYT CKpBIBATHCS II0JI MHOXKECTBOM JPYTHUX OOJE3HEW, KOTOphIE
Ha3bIBAIOT KJIIMHUYECKMMU MaCKaMHU.

Kak nposiBasiercs 00/1e3Hb

BOMU moryT nposIBIATECS CaMBIMH Pa3HBIMHU OOJIE3HSMHU — TSHKEIBIMU HH(EKIHUAMU, HE
MOJAIOLIUMHUCS JICUEHUI0. MOT'yT BOBJIEKATbCS OPTaHbl JIbIXaHUS MUILEBAPEHUSI, MOUEBBIICICHMUSI,
KOXH, HEPBHOM cucTeMbl U Jpyrue. MoryT pa3BUBaThCsl TSDKEIble ayTOMMMYHHbIE OOJIE3HH,
HalpuMep, caxapHblil nuaber y peOeHKa MepBOro roja >XKU3HU. MoryT mHosIBUTBCSL OBICTPO
pa3BUBaOIIMECS U TPYAHO MOAJAIONIMECS JICUEHUIO 3JI0KAUECTBEHHBIE OIyXOJIM B 3TOM BO3pacTe,
a Takke JII0Oble OCJIOKHEHUS MEIUIMHCKUX MaHUMYJSLUN, KOTOPHIE CBS3aHBI C HApYIIEHUSMU
3aKUBIEHUS. MOrYT BCTpEUaThCsl pa3iUYHbIE BPOKJIEHHBIE MOPOKH Pa3BUTUS — BUJUMBIE U
CKpBITHIE.

XapakTepHbl OOIIMEe TPU3HAKA — TOPAXKEHUS HECKOIbKMX CHCTEM OpraHu3ma
OJTHOBPEMEHHO U OTCYTCTBHE OTBETA OpraHu3Ma peOeHKa Ha JeUeHHE.

Ha nepBom rony xwusHu npu TKHMH Oone3nb MoXeT pa3BHBaThCSl OYEHb OBICTPO U
MIPUBOAUTE K JIETAILHOMY UCXOY.

Kakoe cymecrByer JieueHue

JleueHnue Bcerja ompesenseTcss MHAWBUAYAIbHBIMU TNPOSBICHUSAMU OOJIE3HU U BUJOM
uMmyHoiepumTa. IIpuMeHs0TCs BEICOKOTEXHOJIOTUYHbIE JICKAPCTBEHHbIE MPenaparbl, KOTOpbIe
3aMeIIalT JePeKTHyl0 (YHKIHIO HMMYyHHTETa TMOXHM3HEHHO, YTO MOXET IOJHOCTBHIO
KOMIIEHCHUPOBATh 37I0POBbE PEOCHKA, B TSKEIBIX CIyYasx IPOBOJUTCSA TPAHCIUIAHTAIIMS IOHOPCKUX
TeMOIIO3TUYECKUX CTBOJIOBBIX KJIETOK, KOTOPas MOXET IPUBECTU K IOJHOMY BbBI3JOPOBIIEHHIO
pebeHka.

Kto 0yner naéaronars pedenka

JanbHeiimee oOcrieoBaHue JETel C MOJOXKUTEIBHBIMUA pe3yJIbTaTaMUd CKPUHHUHTA Ha
NEPBUYHBIE UMMYHOAE(DUIIUTHI MPOBOAMUT Bpay ajuIeprojor-MMMYHOJIOT B aMOyJIaTOPHOM pexXUMe
B YCIOBUSAX  TOJUKIMHUKM  WIM  CTallMOHAPHOM, TOCIUTAIM3UPOBAaB  peOEHKa B
CMEeLMANN3UPOBAaHHbBIE OTAeNeHHus OonbHULBL. [locne mpoBeneHHs —CHENHATU3HUPOBAHHOTO
oOciieIoBaHMs OTpeneNseTcsl AalbHeHas mporpaMMa JeueHHs U peaduauTanuu peOeHKa B
3aBUCUMOCTH OT BBISBIICHHBIX BapHaHTOB OO0JIE3HW — JIMOO IO MECTY JKUTENbCTBA, JIMOO B

OTACICHUU KIIMHUYECKOM HMMYHOJIOTHH, R105(s10) APYTrux CIICUAIIU3UPOBAHHBIX OTACIICHUAX.
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Bam taxke Oyaer mpeanokeHO MPOWTH Te€HETUYECKYI0 AUArHOCTUKY JJIsl ONpeiesieHus
MyTaluii, BbI3BaBIIMX 3a0oyieBaHue y Bamiero peGenka. JTo obcnegoBaHue Ba)XKHO, Kak IS
Bamero maneima, Tak v s Apyrux wieHoB Bamei cembu.

YTo Takoe CKPUHMHI HA MEPBUYHbIA UMMYHOAePUUIHUT

OO0cnenoBanre HOBOPOXKICHHBIX JIeTel (HeoHaTaIbHBIM CKpUHUHT) Ha BOU npoBoauTcs
B II€JIIX PAHHErO BBISBJICHUS 0O0JI€3HU, CBOEBPEMEHHOI'O JICUEHUS, MPOPIIAKTUKN WHBAIUIHOCTH
U Pa3BUTHS TSDKEJIBIX KIMHUYECKUX IOCIEACTBUM, MPUBOAAIIMX K cMepTu peOeHka. CKpUHUHT
no3BoJisieT BoIsiBUTH aereld ¢ TKMH u npyrumu 6os1e3HAMU, IPH KOTOPBIX CHUKEHO KOJUYECTBO
KJIETOK (JTUM(DOITMTOB), 0OECIICYHBAIOIINX Pa0OTy UMMYHHTETA.

Jlns mpoBeieHUsI NCCIIEI0BAHUS OCYILIECTBIISETCS 3a00p Karlld KPOBU, KOTOpPasi HAHOCHUTCS
Ha cHeruaibHble ['aTpu-KapThl, HA KOTOPBIX 00pa3yercs CyXoe MSATHO KPOBH, M HAIlpaBsIeTCs B
1abopaTopui0 MOJEKYJISPHOW HAarHOCTUKUA KyphepoM B TEPMOKOHTEHHEpe Hpu COOII0JICHUU
temmeparypHoro pexxuma (+20C - +80C).

B3siTie KpoBU MPOUCXOIUT B MEAULIMHCKUX OPraHU3aIUAX, OKa3bIBAIOIINX METUITUTHCKYIO
MOMOIIb KEHIIMHAM B TEepuoJ poAoB. B ciydae panHeill BbIUCKH peOeHKa (Ha TPETbU CYTKH)
COTPYIHUK POAJIOMa IepelaeT aKTHB B JETCKYIO MOJUKINHUKY 110 MECTY >KUTENIbCTBA C YKa3aHHEM
TOYHOM JaThl MPOBEACHHUS HEOHATATBHOIO CKPHUHHMHTAa Ha JA0My. JleTckas NOTUKIMHHUKA B
YCTaHOBJICHHBI JIeHb OPTraHU3yeT BbIXOJ OOYYEHHOTO0 MEIUIMHCKOTO COTPYJIHUKA IS
OCYIIECTBICHUS 3a00pa KPOBU HA IOMY.

JlaboparopHble HcclneA0BaHUS 00paslloB KPOBU HOBOPOXACHHBIX JIE€TEH MPOBOIATCS B
nabopaTtopun MOJEKYJISIPHON JUArHOCTUKH B cpok 1o 10 nHelt mocne 3a6opa obOpasna kposu. [Ipu
MOJIyYeHUU TIOJOXKHUTENBHBIX Pe3yJbTaTOB oOOcCIeoBaHHUS J1abOpaTOpHOE HCCIIETOBaHHE
MPOBOJIUTCS. MOBTOPHO M NPHU MOJIYYEHUHU BHOBb IMOJIOKUTEIBHBIX PE3YJIbTATOB CBEJIECHUS O
MOJIOKUTETTFHOM CKPUHUHTE Ha IEPBUYHBIE HMMYHOAEC(PHUIIMTHI IEPETAIOTCS 110 3aKPHITOMY KaHATTy
B OTJIEJICHHE KITMHUYECKOW UMMYHOJIOTHH (WJIH APYTOM OTAENICHUN), Kya MpHUTaiiaeTcs peoeHoK
JUIS IPOBEIEHUS albHEHIIINX UCCIIEOBAHUN U TIPUHATHUS PEIICHUH O TAKTUKE JIeUeHUs peOeHKa.

PernonanbHbie HEHTPHI AJLJIEProJOrHM-HMMYHOJIOTHH, OCYLIECTBJISIOIIHE
MOHUTOPHHI COCTOSIHMS JIeTed ¢ MMMYHoAepuuuTamu

Anpeca, TeneQOHbI W TOPSAOK 3alMUCH B PErHOHANbHBIE IEHTPHI aJNIeProJIOTHH -
MMMYHOJIOTUH, OCYILIECTBISIOIINE MOHMTOPUHI cocTosiHus jaereit ¢ BOUW MoxHO y3HaTh,
oOpatuBIIMCh Ha OQUIIMANBHBIA CalUT oOpraHa yIpaBJICHUs 3APaBOOXPAHEHHEM CyObeKTa
Poccuiickoit @enepariu (001acTHOE, KpaeBoe, PecIyOIMKaHCKOe, OKpYKHOe MUHHUCTEPCTBO,
Komurer, [lenapramMeHT 31paBOOXpAHEHUS)
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Hpnnomeﬂne 2. Koapl 1 KIIMHHYECKHE PE€KOMEHAAINH HO30JJOTUYIECCKHUX (l)OpM PaCHIMPEHHOI'0 HEOHATAJIBHOI'0 CKPUHHMHI' A

Koxmo |IKox mmo MeToa npoBeaeHus
Ha3Baumue 0o0J1e3un Kiannunyeckue peKoMeH alun MKI][} 10 MI?B-ll ORPHA OMIM |ucciexoBanus
code
Knun. Pek. yrB. M3 PO NMX (MDA, PUA)
BpoxeHHbIi THIOTHPEO3 "BpokaeHHBIN TUIIOTHPEO3 Y AeTeit” E03.0 5A00.0Z 90673 275200 onpeoenenue
xonyeumpayuu TTI
Kinun. Pek. yrB. M3 PO UMX (H(;D A, PHA)
A i BPOWICHHas AUCQYHKII KOPE E250 | 5A71.01 | 90794 | 201910 wenmpa 17-
APEHOTEHHTAIBHBIN CHHAPOM |10 11y e icoR(APEHOTCHHTATBH, C-M)" : . KOHYeHmpayuu
2UOpoKCUNPO2eCmeporn
a
AMX (MDA, DUA)
["anakro3emus ,,KHHH' Pex. yrs. M3 PO E74.2 5C51.40 79239 230400 onpeoenerue
Hapymienust oOMeHa rajgakTo3bl COHUCHIMD AL
(I'amakrozemus)" Hermpay
2ANIAKMO3bl
NMX (PHA)
MyKOBHUCIIHI03 K. Pek. yrB. M3 P E84.9 CA25.Z 586 219700 Onpeoenenue
"Kucro3usriit prudpo3 mpuncuna
(MyKOBHCILII03)" UMMYHOPEAKMUBHO20
y (UPT, anvgha-
MPUNCcUHa)
DeHMITKETOHYPHS E70.0 5C50.00 716 261600 TMC
onpeodeneHue
KOHYeHmpayuu
Genunanranuna
Jlequuur cunresa GronTepuya Koms. Pex. yT8. M3 PO E70.1 5C50.0Y 13 261640 T™C
(TerparunpobronTeprHa)
«Knaccuueckast (heHWIKETOHYPHUS U onpedenenue
APYIruC€BUbI KOHYeHmpayuu
rurnepdeHuIaTaHUHEM U penunaranuna
Jlequuut peaxTis. dronTepuya E70.1 [5C50.0Y 226 261630 T™C
(TeTparupoOHONTEPUH)
onpedenenue
KOHYeHmpayuu
penunananuna
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Knun. Pek. yrB. M3 PO TMC
Tupozunemus, Tun | "HaclieCTBEeHHAS THPO3HHEMHs 1 Trma" E70.2 5C50.11 882 276700 onpedenenue
CYKYUHULAYEMOHA
Bonesns ¢ 3amaxom KICHOBOTO T™C
CHPOTIAMOUH . KJII/IH”. Pek. ytB. M3 PO . E71.0 5C50.D0 268145 248600 KOHYeHMPaYUA
Bbonesns "kineHoBoro cupona amunoKucIOm Keliyuna,
U30NeUYUHA, BANUHA 8
Kposu
Kinun. Pex. yrB. M3 P® T™C
['omonucTunypus "Hapyiienne ooMeHa cepocoiepikamnux E72.1 5C50.B 394 236200 Konyenmpayus
AMMHOKHCIIOT (TOMOLIUCTHHYpHS)" Memuonuna
Kinun. Pek. yrB. M3 PO TMC
"Ilpyrue BUIbI HApyIIeHUsT 0OMEeHa coryenmpa
[IponmonoBast arumeMust AMHIHOKHCIIOT € PasBETBIICHHON E71.1 5C50.E0 35 606054 AMUHOKUCIOM
uensto (IIporonosas (uzonetiyuna, 6anuna
anugemMus/anuaypus)" MmO a '
MPeoHURA, 2IUYUHA
Kiun. Pek. ytB. M3 PO TMC
MeTtunmanoHoBas aluaeMuUs "Ipyrue BUbI HapyIIeHUs: 0OMeHa I
(metunmanonun KoA-myTtassl AMUHOKHCIIOT C Pa3BETBICHHOMN E71.1 5C50 EO 27 251000 nponuonuKapHumuna
HEJ0CTATOYHOCTB) nenbio (MeTruimanoHoBast (C3) w/ un
Al eMus/ Ty pus)” coomuoutenuss C3/C2
MeTunmanoHoBas aluaeMus 5C50.E0 79282 277400 TMC
(menocrarounocTh Kobamamuna C)
Kiun. Pek. ytB. M3 PO
"Jlpyrue BUbl HapyLIeHUs] OOMeHa
AMUHOKHUCIIOT C Pa3BETBIICHHOU
nenbio (MeTtunmmanoHoBast
anuaemMus/anuaypus)"
MetunmManoHoBast allUAEMHUS E71.1 5C50.E0 28 251100 TMC
(HEIOCTaTOYHOCTH KoOamaMuHa A)
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MeTunmanoHoBas aluAeMus E71.1 5C50.E0 28 251110 TMC
(HemocraTouHOCTH KOOamamuHa B)
MeTunmanoHoBas aluAeMHUs E71.1 5C50.E0 | 308425 251120 TMC
(mepunurmernnmanonmt KoA-
AIUMEPA3hI)
MeTtunmanoHoBas aluAEMuUs E71.1 5C50.E0 28 277410 TMC
(HemocTaToYHOCTH KoOasamMuHa D)
Kiun. Pek. ytB. M3 PO TMC
N3oBanepuanoBas aruieMus "HN30BanepruaHoBas E71.1 5C50.E0 33 243500
anuaeMus/anuaypus"
Kiun. Pek. ytB. M3 PO TMC
I'myrapoBas auunemus, tu | "I'myrapoBas auuaypus tan 1" E72.3 5C50.E1 25 231670
3-TUPOKCU-3-METHIITITyTapOBast E71.1 5C50.E0 20 246450 TMC
HE/I0CTaTOYHOCTb
Kiun. Pek. ytB. M3 PO TMC
I'mytapoBas aunaemus, tur || Hapymierns MHTOXOHHpHaﬂBHOF? E71.3 5C52.01 26791 231680
0eTa-OKHCICHUS KUPHBIX KUCIIOT
IlepBuuHas KapHUTHHOBAS Kinun. Pek. yr8. M3 PO E71.3 5C52.00 158 212140 TMC

HEAOCTATOYHOCTH

"HapyiieHust MUTOXOHAPUAIBHOIO
0eTa-OKUCJIEHUS KUPHBIX KUCIOT"
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Cpennenenoyeynas anui-KoA

JeruaporeHasHas HeJOCTaTOYHOCTh Kiun. Pek. yt8. M3 PO E713 5C52.01 42 201450 [TMC
Jmuuanonenoueunas 3-OH anmmn-KoA Hapymienus E713 5C52 01 5 609016 MTMC
JeTUPOTreHa3Has HeJOCTaATOYHOCTh MUTOXOHJIPHAILHOTO OeTa-
Ouenb JuMHHOIIENIOYeuHas ai-KoA OKUCJICHUS KUPHBIX KUCIOT £713 5C52 01 26793 201475 TMC
JETUIPOTeHa3Has HeJIOCTATOYHOCTh
HenocratouHOCTE MUTOXOHAPHAIBEHOTO Knumn. Pek. yr8. M3 PO TMC
TpU(PYHKIIMOHATBHOTO OeKa Hapymenus E713 5C52 01 746 609015
MUTOXOH/JIpHAJIbHOTO OeTa-
OKHUCJICHUS KUPHBIX KUCIOT"
HeRO0CTaTOTROCTS E71.3 | 5C52.00 | 156 255120 [TMC
KapHUTHHIIAIEMUTOUNTpaHC(hepassl
o | Knun. Pek. yt8. M3 PO
"Hapymenus TMC
He,[[OCTaTO‘IHOCTB KapHI/ITI/IH/ MHUTOXOHJAPHUAIILHOTO oeTa- E71.3 5C52.00 157 600649
naneMuronaTpancdepasst, Tu Il OKHUCJICHUS KUPHBIX KUCIOT"
IieHOCTaTOqHOCTI’ KapHuTHH/ E71.3 5C52.00 159 212138 [TMC
[IUTKAPHATHHTPAHCIIOKA3BI
Hutpynnuaemus tun | E72.2 [5C50.A3 247525 215700 [TMC
ApruHazHas HeJOCTaTOYHOCTb E72.2 [|5CHK0.A2 90 207800 TMC
e E53.8 | 5C50.E0 | 79242 | 253270 TMC
rojokapOoKcuia3
bera-keroTHonasHas HE1OCTaTOUHOCTD E71.1 j5C50.DY 134 203750 [TMC
Jedbunut 6MOTHHHUTA3HI E53.8 5C50.E0 79241 253260 TMC
Kinun. Pek. ytB. M3 PO G12.0 70 253300 [P B pexume
CrnHanbHast MblIeyHas aTpodust "IpoKeHMaILHas CIIHHAITbHAS 612.1 8B61.Z 83418 253550 PEALHOLO BpeMetii
P MblIlIeyHasiaTpodus 5q" 612.9 ' 83419 253400
' 83420 271150
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[TepBuvHBIC UMMYHOIEDUIIATHI

Knun. Pek. yr8. M3 PO
"[TepBuuHbIle UMMYHOACHHUIIATHI
C IPEUMYILECTBEHHOM
HEJ0CTATOYHOCThIOCUHTE3a AaHTUTEN"

D80-
D84

4A00-
4A01

101977

IILIP B pexxume
[PEAIBHOTO BPEMEHHU
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YTBepKaeHO:

Poccuiickas acconumanys amieproioroB u
KIIMHUYECKUX UMMYHOJIOTOB

IMportokox Ne 743/12 ot 30.12.2020
IIpesunent PAAKU

Axanemuk PAH, npogeccop

P.M. XanToB

YTBepxkIeHO:

HanmonaneHoil Acconuanuein DKCnepToB
B obmacTu [lepBUIHBIX
NmMmyHOIeHHUITATOB

Ipotoxon Ne 743/12 ot 30.12.2020
IIpesunent HADIIU/, Akanemuxk PAH,
npodeccop

A.Il'. PymsaiieB

MUHUCTEPCTBO
30PABOOXPAHEHMUA
POCCUUCKOU ®EQEPALUA

YTBepxkaeHo:

Acconuanuei MeIUIIMHCKUX T'€HETUKOB
IIporoxkomn Ne 19 ot 28.12.2020
IIpesunent AMI', uneH-KOppECIOHAECHT
PAH.

C.U. Kynes

Y TBepKIAEHO:
Coro3 neaquatpoB Poccun
IIpotoxon Ne 743/12 ot 30.12.2020
[Ipesunent CIIP
Axagemuxk PAH,
pogeccop

JI.C. HamasoBa-bapaHoBa

HacaeacrBeHHBIA AaHTHOOTEK

KoaupoBanue no MexyHapoaHOH cTaTUCTUYECKOH Kiaccupukanuu 60one3Hen u

pobIeM, CBA3aHHBIX O 3710poBheM D84.1
I'ox yrBepxknenus (qactora nmepecmotpa): 2022 (mepecMoTp Kaxable 3 roga)

Bo3spacTHas rpymnmna: 1etu/B3pocibie

YTBep:KaeHbl

Poccuiickoii Accomuanueid ANIeprojaoros u
Kimanvecknx MMMYHOJIOTOB
HarnmonansHo Accoruarueir DKcrepToB B 001acTu
ITepBuunbix UMMyHOneprmmToB
Coto3om [lenmarpoB Poccnn
Acconmanueii MeIUITMHCKUX TeHETHKOB

«Ono0peHo Ha 3aceJaHuH HayYHO-TIPAKTHYECKOT0 COBETa
MuHHUCTEpCTBA 3APaBOOXPAHEHHS
Poccwuiickoii ®enepanun (mpotokorn ot 10.12.20 Ne 743/12)»
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Cnmcok cokpameHui

AQO — aHrHOO0TEK

HAO — HacnencTBeHHBIM aHTHOOTEK

BbK — Opagukunun

c['KC —kopTukocTepou bl AJisi CHCTEMHOT'O IPUMEHEHHUS

CI1-UHI" — C1-unruburop

¢$aCl-UHI" — dpynknmonanpHas aktuBHOCTh C1-mHrnOuTOpa

SERPING1 — Serpin Family G Member 1

KK — xammkpenn

BMK — BBICOKOMOJIEKYISAPHBIA KHHUHOTEH

FXI1 — XII pakTop cBepThIBaHUS KPOBH

B2 — OGpalMKWHUHOBBIC PELETITOPHI 2 THIIA

HAO-FXII — HAO BcreactBue myranuu B rene Xl ¢paxropa cBepThiBaHUs KPOBU
HAO-ANGPT1 - HAO BcnencTBue MyTaluu B reHe aHTHOTOATHHA 1

HAO-PLG — HAO BcriencTBie MyTaluy B reHe I1a3MUHOTE€HA

HAO-KNG1 — HAO BcneacTBue MyTallMy B TeHe KHHMHOTeHa 1

UNK-HAO — HAO BcneacTBue HEM3BECTHON MyTallUuK

MKB -10 MexnayHapoaHasi craTUCTHUecKas Kiaccuukanus Oose3Held W mpoOiieM, CBSI3aHHBIX CO
3nopoBbeM, 10-ro mepecmotpa, nmpunsTas 43-eii Bcemuproii Accambieeit 3apaBooxXpaHeHUS
V3U — ynpTpa3ByKoBO€ UCCIIEIOBaHHE

KT — xomnbrorepHas ToMmorpadus

C4 — C4 ppaxuus komIiieMeHTa

ITAO — nproOpeTeHHbI aHTHOOTEK

Clq - C1q ¢paxium KOMIOHEHTa KOMIZIEMEHTA

MLPA - MmynbpTUIUIEKCHAsT aMIUTH(UKAIHS JIMTHPOBaHHBIX 30H10B (oT anri. Multiplex Ligation-
Dependent Probe Amplification)

B/B — BHYTPUBEHHO

/K — TTOAKOXKHO

ME — MexyHapOAHbIE €IUHULIBI

MT — MAJUIUTPaMM

MJT — MUJUTHIIATP

KT — KWJIOTpaMM

I — rpaMm

JIOP — Bpau-0TOPUHOIAPUHTOJIOT



TepMUHBI U onIpeaeTeHUs

Anrnootrék (AO) — nOKaTUM30BaHHBIA, OCTPO BO3HHMKAIOIIWW, TPAH3UTOPHBIA, CKIOHHBIM K
PELUAUBUPOBAHUIO OTEK KOXKM MU CIM3UCTHIX 000Jj04YeK. OOBIYHO UIUTCA OT HECKOJIBKHX YacoB JI0

HECKOJBKHX I[HGI\/'I H IPpOXOJUT CaMOCTOATCIIBHO.

1.Kparkas undopmanus no 3a00/ieBAaHUI0 WM COCTOSIHUIO (rpymnme 3a0oJieBaHM

WJIM COCTOSTHUM)

1.1 Onpenejenue 3a00JeBaHNA WJIH COCTOAHNA (ITPYHNbI 32001€BAHNI UM COCTOSTHMI)

Hacnencteennsiit anrnoorék (HAQO) — peaxoe, TOTEHIIMAIBHO JKU3HEYTPOKAIOIICE TCHETHUYECKU
JIETePMUHUPOBAHHOE 3a0oJieBaHue, TposiBisitomeecss B Buae AO KOXH M CIH3UCTBIX/TIOJCIA3UCTHIX
000J104Y€K, BO3HUKAOIMX 1101 BosaeicTereM Opamukuanna (BK). Xapaxrepubimu ocobennoctsmu AO
npu HAO sBisAOTCS OTCYTCTBUE 3yAa, TMIEPEMHUHU KOXH, CONYTCTBYIOIIEH KpanmMBHULBI, a Takke
orcyTcTBHEe d3(deKTa OT JeYeHHs KOpTUKOcTepowaamMu [isi cuctemHoro mnpumenenus (cI'KC) u
AQHTUTHUCTAMUHHBIMHE ITPerapaTaMu s CACTEMHOTro ipuMeHenus [1-4].

HAO otHOCHUTCS K IEpBHYHBIM UMMYyHOAehUIIMTAM 0€3 HHPEKIIMOHHBIX MposiBIIeHUH [5].

1.2 DTHOJ0rMs ¥ IATOreHe3 3200J1eBAHNS WM COCTOSTHUSA (IPYNNbI 32001eBaAHNI HJIH COCTOSIHUM)

B ocnoge pasButus cumntomoB HAO ¢ nepunnurom Cl-unruduropa (HAO | u Il Tuna) nexur
HaKoIlJIeHHe OpaJiMKMHUHA BciencTBUue cHukeHus cuHreza Cl-unruburopa (C1-UHI) n/unm cHmkeHUs
ero (yHKIMOHAIBbHOW akTHUBHOCTH. Ilpumumuoit nedunmra CIl-UHIT sBasiorcs MyTtanuu B TeHe
SERPINGL1 (Serpin Family G Member 1). K nacrosmiemMy BpeMeHH, H3BECTHO Oosiee 748 KIMHHUYECKU-
3HaunMbIx MyTarui. HacinemoBanme HAO B aOCoOMOTHOM OOJBIIMHCTBE CIy4YaeB MPOUCXOIUT TIO
ayTOCOMHO-JIOMUHAaHTHOMY THUITy, OJHAaKO HUMEIOTCS €IUHHYHBIE TaHHbIE 00 ayTOCOMHO-PEIECCHBHOM
TUIIC HACJICAOBAaHU, Cnyqam C KOMNayHA-reTepo3nroTHbiIMM AOMWUHAHTHBIMW NAaTOr€HHbIMW BapuaHTaMu. HpI/IMepHO y
20-25% manuenToB 3a005eBaHie 00YCIOBICHO BHOBH Bo3HUKIIEH MyTanueil B reHe SERPINGI1, To ecth
CeMeitHbII aHaMHe3 OTcyTCTBYeT [6-8].

C1 uHruburop — cepuHOBas MpoTeaza, KOTOpas MPUHUMAET y4yacTUe B PETYJSIUH PaOOTHI
CIIEAYIOIINUX CUCTEM: CUCTEMbI KOMIUIEMEHTA, KAJJIMKPEMH-KUHUHOBON CUCTEMBI, CUCTEMBI CBEPTHIBAHUS
KpPOBU TI0 BHYTPEHHEMY INyTH W (puOpuHONIuTHYecKoil cuctembl [9]. HaumOombiee 3Ha4YeHHE HMeeT
BIMsHUE (epPMEHTA Ha KAJUIMKPEHH-KMHUHOBYIO cucteMy (pucyHok 1): B orcyrctBun C1-UHI (w/mmm
MpU CHWXKEHHH ero (QyHknuoHanbHOW akTuBHOCTH ((PpaCl-MHI')) mpomcxomuT HEKOHTPOIUpPYEMOe
npeBpauieHre npekamkpenHa B kamukpenH (KK), mox BosgeiicTBueM KOTOpPOro pacuieIuisgercs
BBICOKOMOJIEKY IsApHBIN kuHUHOTEeH (BMK) ¢ oOpa3oBanunem BK. DToT 3pdekT ycunmuBaer akTHBHU3aAIUS
X1l daxropa cBepreiBanus kpou (FXII) B pe3yibrare 3amycka CBEpPThIBAHHS KPOBH IO BHYTPCHHEMY

MeXaHU3My (Takke OOyCIIOBIEHHOMY OTCYTCTBHEM W/WJIHM HapyLIEeHHEM (YHKIHMOHAJIHHONH aKTUBHOCTH

C1-MHT) [10-12].



BK — ocnHoBHOit Memuatop AO mnpu HAO. BcenencrBue B3auMojelcTBUS OpaJIWKWHUHA C
OpaJMKMHUHOBBIME ~ perientopamu 2 Tuna (B2) mpouCXOmuT — Ba3OqWIIATAIMSI,  ITOBBIIIACTCS
MIPOHHUIIAEMOCTh COCYAMCTON CTEHKH C JKCTpaBasalMedl >KUIKOCTH, oOyclamBimBaromiei passutue AO
pasnuuHoi nokanuzanuu. [Ipu BeipaxkeHHOM AO CIM3UCTON 00OJOUKH KHUIIEYHHKA BOSHUKAET KIMHUKA
OCTPO KHILIEYHON HEMPOXOAMMOCTH, SKCTPABA3aLUs KUIKOCTU B 3TOM CIy4ae MOXET ObITh HACTOJIBKO
BEJIMKA, YTO MPHUBOIUT K OOpa30BaHUIO ACIUTA, BHIPAKCHHOW THMIIOBOJIEMUU, TUIIOTOHHUH. BpajauKuHUH
OBICTPO pacUICIUIETCS Ha MENTHIbI SHIOTCHHBIMU MeTaJutonpoTenHasamu (Bkitouas AIID) [4,11-13].

HecmoTps Ha akTUBH3aLMIO MPOIIECCOB CBEPTHIBAHUSA KpOBH, y manueHToB ¢ HAO He oTMeueHo
MOBBIIIEHHONW CKJIOHHOCTH K TpomOooOpa3oBaHuio, Onarogaps Tomy, 4to B oTcyTcTBuu CI1-MHI

aKTUBU3UPOBAHA TaKke M cucTeMa (GUOpPHHOIM3A, YTO TPUBOMUT K MOBBIIIEHHOW TpaHC(OpMAITUH

KaIDIHerHH-KPIHHHOBaS{ CHCTEMA

uia3MuHOreHa B masmus [11,14,15].

FXII IIpexkannukpenH
FXIIa AKTHBHU3HPYIOT KaHJIHerI‘IH '
+  IlpoaykTsl T
iicg;fja Oubpun OubpuHOTeH PacielIeHHbIi

EKY

*  D-aumep
Cucrema ¢pubdpuHoIH3a N
B2 l

ITnazmun [TnasmuHOreH
| v" [1oBBINIEHHE TPOHHIAEMOCTH
COCYIIOB
v Bazomuisranus
CucreMa KOMIUJIEMEHTA
oao A |
AHTHOOTEK

| C4a C4b

Pucynok 1. ITarorenes HAO ¢ nedunmurom Cl-unruodurtopa (I u Il Tuma).

[Tarorenez HAO ¢ nopmansubiM ypoBHeM C1-UHI' 10 koHma He W3yd4eH, OJHAKO CXOJICTBO
KJIMHHYECKOU KapTuHbI ¢ TakoBoii npu HAO I/Il TumoB, qaetT ocHOBaHUS MpeaIonararh, 9YT0 KIOUYEBBIM
mearatopoM AO Tak jxe MOXKET SIBISThCS OpaaukuauH [1]. Yame Bcero k passuturo 3toit hopmsl HAO
npuBoauT MyTarms B reHe Xl dakrtopa cBepreiBanus kpou - HAO — FXII (mpumeprno 25% Bcex
cnysaeB HAO c¢ HopMmaneHbiM ypoBHeM C1-MHI'). HacnemoBanme mpoucxoguT 1O ayTOCOMHO-
JOMHUHAHTHOMY THUIy C HU3KOH neHeTpaHTHOCThIO (Oosiee 90% My unmH-HOCHTENEH MyTanuu u Oolee
40% >KCHIIMH-HOCHTENICH MyTallid HE WMEIOT KIMHUYECKHX MNposiBiIeHWi 3adoneBanus) [3,16]. Bce
OIMHMCaHHBIC MyTalMK JOKaIu3yroTcs B 9 sk30He reHa Xl dakropa, otHOCATCs K TUmy «gain-of-functiony
W TIPUBOJIAT K TOBBINIEHUIO CHHTe3a akTuBUpoBaHHOro Xl dakropa cBepThiBanus kpoBu. Takke

ornucanbl ciaydaun pasButusi HAO c¢ HopMmansHbIM ypoBHeM CI1-MHI' BcneactBue myTranuu B IeHax

anrmonodtnHa 1 (HAO-ANGPTL); mmasmunoresa (HAO-PLG); xkunmnorena 1 (HAO-KNG1),



muodepimuna (HAO-MYOF), remapancynsdar (HS)-rmroxozamun 3-O-cyasdorpanchepaza 6 (HAO-
HS3ST6)

Opnaxo npu HAO ¢ HopmasibHbIM ypoBHeM C1-WHI BBIIBUTH KIMHMUCEKH-3HAYMMYIO MYTAlLHIO
Yale BCEro He yAaeTcs, B TAKOM Cly4yae IpHU TUIMUYHON KIMHUYECKOW KapTUHE U HAIUYUHU CEMEHHOro

aHaMmHe3a BeIcTaBisgercs auaruno3: HAO c menssectHoit mytanuein (UNK-HAO) [1,17-19].

1.3 DnmaeMHo10rus 32001€BAHUS WJIH COCTOSTHUS (rpynmnbl 3a00J1€eBaHUI MM COCTOSIHHI)

Pacnpoctpanennocts HAO ¢ pedunurom CI1-MHIT 1:50 000 [1,20]. B HacTosmiee BpeMs Ha
tepputopun P® 3aperucrpuposano 472 namuenta (tadiauna 1) [20]. Hecmotps Ha To, uTO 3a00J€BaHue
HaClleyeTcss HE CLEIUIGHO C TI0JOM, KOJHMYECTBO IAllMEHTOB EHCKOTO II0JIa NPEBAIHPYET HaJ
KOJIMYECTBOM MAIMEHTOB MYCKoro mona (tabm.1) [21]. Tounas pacnpoctpanenHocts dopm HAO ¢
nopmainbHbeiM ypoBHeM C1-MHI nenssectna [22].

Tabmuna 1. J{anubelie Poccuiickoro perucrpa mnamnueHtoB ¢ HAO (Bxmrouas nauumentoB ¢ HAO c¢

nepuuroM C1-MHI" u ¢ HopmaneHbiM ypoBHeM C1-MHI)

Bospact Myxuunbl | JKeHIIMHBI
MAIMEHTOB
10 5 et 2 1
ot 5 1o 10 16 12
ot 10 1o 18 23 25
ot 18 1o 30 33 54
ot 30 1o 45 47 106
crapiue 45 45 108
Bcero 166 306
Bcero 472

1.4 OcobeHHOCTH KOIMPOBAHUA 3200J€BAHNA WJIH COCTOSAHHUA (rpynnbl 3200J€BAHUHA WM

cocTossHuN) 1o MeXKIVHAPOAHON CTATHCTHYECKOW KJjaaccubukanmmii 00Jie3HedH M 1npoodJeM,

CBA3AHHBLIX CO 31I0POBbEM

D84.1 — JlebekT B cucTtemMe KOMIDIEMEHTa (JIaHHBIM KOJ HCIONB3yeTcs Ui koaupoanmss HAO ¢
nedumurom C1-UHI (I u 11 Tunor) u ans HAO ¢ HopmanbhabiM ypoBHem C1-MHI [23].
1.5 Knaccudukanus 3a60jeBaHus WU COCTOSHUSA (TPYNNbI 3200/1eBAHMI HIH COCTOSHMIA)

HAO c ge¢puuunrom C1-UHI'.

. HAO I-ro Tumna o0yciiOBIIEH CHIDKEHHEM KOJIMYeCcTBa M ()yHKIIMOHAILHOM akTuBHOCTH C1-
WHI B mmasme (85% Bcex ciyuaes HAO) [1].

. HAO ll-ro Tuna o0ycnosneH cHmkenueM pyHkimonansHoi aktuBHoctd C1-UHT, mpu
stom ypoBerb C1-UHI coxpansiercst B mpeaenax HOpMbI wian moBsitieH (15% Beex ciyuaes HAO) [1].

HAO ¢ nHopmaasubsim ypoBaem C1-UHI:

. HAO c myranmeii B rene X1 daxropa ceepreiBanus kposu (HAO - FXII);

e HAO c myranueii B rene miasmuHorena (HAO-PLG);



e HAO c myranueii B rene anruonostuaa 1 (HAO-ANGPT1);
e HAO c myranueii B rene kuauaorena 1 (HAO — KNG1);
e HAO c myranueii B rene muodepianna (HAO-MY OF);
e HAO c myranueii B rere heparan sulfate (HS)-glucosamine 3-O-sulfotransferase 6 (HAO-
HS3ST6);

e HAO c nemssecrnoit myranueii (UNK-HAO), yctaHaBiuBaeTcs pu HOPMaIbHOM YPOBHE
C1-unruburopa u ero GyHKIIMOHAILHOW aKTUBHOCTH B CJIy4ae TUITUYHON KIIMHHUYECKOU

KapTHHBI B COYCTAHUH C MTOJOKUTEILHBIM CEMEHHBIM anaMHe30M [1,8,24,25]

1.6 Kiinunnueckast KAPTHHA 3200J1€BAHUA WM COCTOSIHUS (IPYINbI 3200JeBAHNIT MJIN COCTOSTHMI)

XapakTepeH paHHHI 1e00T 3a00JIeBaHUs B IEPBOM WIIM BTOPOH JIeKae )KU3HHU, OJTHAKO BOZMOKHO
OoJiee TO3/1HEE MOSBICHUE NIEPBBIX CUMITOMOB BILIOTH JIO TIOXKMJIOro Bo3pacra [26,27]. Y GonbuinHCTBA
MAIMEHTOB TPOCIICKUBACTCS CEMEHHBI aHamHe3, onHako y 25% mnanumeHTOB OH OTCyTCTBYeT [26].
Knununueckast kaptuHa 3a0oneBanus nposiBisiercs AO pa3nyHOM JIOKaTU3alyy, HeYyBCTBUTEIBHBIMU K
Tepanuy aHTUTUCTAMUHHBIME TpenapaTamu Aisi cucteMHoro npumenenust u cI'’KC [1,3,20].

K Hanbosee yacThIM KIIMHUYECKUM TPOSBICHHUSIM 3a00JI€BaHUST OTHOCSTCS:

PemmmuBupyromme nepudepuyeckue AQO — Hambosiee dYacToe KIWHUYECKOE IMPOSIBICHUE

3abosieBanus1, BcTpevaromieecs npakrudecku y 100% mnarmuentoB ¢ HAO. AO npu HAO kak npaBuiio He
COTPOBOXKAAIOTCS KpanuBHUIEH. AO MeIIeHHO HApacTalT, UX CPEIHAS MPOJAOKUTEIBHOCT 2-4 CYTOK.
Bo3MoxHO Hanmuuue TMOKanmbIBaHUSA, XOKeHHUs, Oone3sHeHHOcTH B Mecte AQO. BepxHue W HuUXHHE

KOHEUHOCTH - HanboJiee yacras tokanu3aius [26,28].

AOnOMUHAIBHBIE aTaKW — BTOPOM MO YaCTOTE€ CHUMIITOM, BCTpeuaromuiics y namueHntoB ¢ HAO

(6onee 80%). KnmHuueckre MposBICHHS MOTYT BapbHpOBaTh OT JAUCKOM(pOpTa 10 OCTpoi Oonu B
00JIaCTH KMBOTA, COMPOBOXKIAIOUICHCS PBOTOM, JMapeed MM 3amopoM, B3AyTHEM, PE3KOoH claboCTbhio
(mpu  pa3BUTHM aclIMTa BO3HUKaeT TurmoBoieMus). C TIOMOIIBIO BH3YaIH3HPYIOIUX METOJOB
uccinenoBanus (ynbrpasBykoBoe ucciefoanue (Y3M) m kommbrotepHas Tomorpadus (KT) opranos
OpIOIIHOI IMOJIOCTH) MOYKHO BBISIBUTH OTEK Y4acTKa KHUIIEYHHKA M CBOOOJHYIO JKHJIKOCTh B OPIOIIHOM
MOJIOCTH WJIM TIOJIOCTH Majoro Tasza. AOJOMMHANbHbIE AaTaku 4YacTo SBISIOTCS IPUYMHOM
HEO0OOCHOBAHHOTO XUPYPTrHUECKOTO BMEIIATENHCTBA, TaK KAK CHMITOMBI HMUTHPYIOT KIMHHUKY «OCTPOTO
knBOTa». Hepenko abnoMuHambHbIe aTaky SIBISIOTCS NEPBBIM KIMHUYECKUM MIPOSIBICHHEM 3a00J1eBaHus,
YTO 3aTPyIHSIET OCTaHOBKY nuarHosa [26,28].

AOQ, criocobnble npuBectH kK achukcuu (xkusneyrpoxaronme AO): AO ropranu, AO si3eika, AO

CBSI30YHOTO ammapara U HeOHoH 3aHaBecku. [Ipm AO s3bIKa — OTMEUAETCSl CYIIECTBEHHOE YBEIUYCHUE

€ro B 00bEMe, 4acTo A3bIK HE MOMEIIaeTcsl B pOTOBOM mojocTH [26,28-30].



K Gonee penkuM KIMHUYECKHM IPOSBICHUAM 3a00JIEBAHUS OTHOCATCS CIEAYIOIINE TPOSBICHUSL
3a00JIeBaHHUS:

J WuTencuBHble TONOBHBIE Oomu  (Bo3HuKaromue 1pu AO MO3roBbIX 000JI0YEK),

COIPOBOKIAIONIMECS OILIYUICHUEM CIaBJICHUS TOJOBBI, OIIYIIEHHEM JaBJICHHS B TJIA3HBIX

A0JI0KaX, HEUyBCTBUTENIBHBIX K JICHCTBUIO aHATBICTUKOB;

J CwipHble OONMM TPH MOYCHCITYCKaHUH, MPEPHIBHCTOE MOYEHCITyCKaHUE, 3aTpyAHEHHE

MOYEHCITyCKaHUs BIUIOTH JI0 aHYPHH, BO3HUKaromme mpu AO MOYEBOro My3bIpsi U YPETPHI;

o AQO MBbIIII, XapaKTePU3YIOIUECS OTPAHUYCHHBIM YINTIOTHEHUEM MBIIIIIBL;
. AOQO cycTaBoB;
. AO numeBoaa (MposiBIsieTcss OOMBIO W/MIIM ONIYIICHHEM CHABIICHUS B OOJIACTH TPYIHON

KJIETKH, HE COITPOBOK/IAIOIINECS U3MEHEHUSIMH Ha 3JIEKTPOKAPAUOTpaMMe.

. AQ opraHoB MOYEBBIICTUTEILHON CUCTEMBI [28].

VYV manueHToB MOTYT OBITh «ImpeaBecTHUKN» AQ: koynedaHue HACTPOEHUs, Jempeccusi, c1abocThb,
MapecTe3u , OLLYIICHUE YTOJIICHUS KOKH, MapruHaabHast spurema u ap. [26,27];

MaprusajipHas SpUTeMa — HE BO3BBIIIAIOIINECS HaJ MOBCPXHOCTBIO KOXKU BBICBHIIIAHUA PO30BO-

KpacHOTo IBeTa, 0e3 3y/a M IIeNyIIeHUs, TPOXOoAiie OecciIeJHO B TeYeHNE HECKOJIIBKUX YacoB — JBYX
CYTOK. MOryT OBITh CaMOCTOSITENILHBIM TMPOSBICHUEM 3a00JICBAHUS WM SIBIISATHCS «IIPEIBECTHHUKAMUY
pazutus AO [31].

Tpurrepsr AO:
— MeXxaHH4ecKas TpaBMma (B TOM YHUCIIE, JJIUTENbHOE CIaBJIEHUE, YKOJ, YN0, ONepaTHBHbIE

BMCIIATCIICTBA, CTOMATOJOTHMYCCKHE BMCHIATCIIHCTBA, HMHBA3WBHBIC MCETOIBI O6CJ'ICI[OB&HI/I$I n

ap.);

— ocTpble HHEKIINH/ IEeKOMIIEHCAIIHSI TF000H COMYTCTBYIOIIEH MaTOMOTHH;

— MEHCTpyaIus/0epeMeHHOCTh/TaK TaIlHs;

— MIPHEM IMPENapaToB, COACPKAIINUX ICTPOTCHBI,

— nprieM HHrHouTOpoB AIID, aHTarOHUCTOB PEIENTOPOB aHTHOTeH3UHA | ;
crpecc[32].

2. JluarHoctuka 3a0ojieBaHMsl WJIM CcOCTOsiHUSI (rpynmnbl 3a00JieBaHUM WM
COCTOSIHUI1), MEIUMUMHCKHE TMOKA3AHUA U TMPOTHBONOKA3AHUA K NPUMEHECHUIO
METO/I0B IMATHOCTUKH

Hacropaxusaromue npusHaku HAO:

1. Permmusupytomue AO, KOTOpbIe HE KYMUPYIOTCS (MJIM COMHHUTENbHBIN 3¢ (dekT) Ha QoHe
TEPANNUU TITFOKOKOPTUKOCTEPOMIaMHU, aHTUTMCTaMUHHBIMU TipenapataMu  (AO He Kynupyercs B
TEUEHUH CyTOK U OoJiee);

2. Hannuue y manpenTa B anamHe3e:



L4 IIOBTOPHBIX O6paH_[CHI/II71 3a MCI[HHHHCKOﬁ IIOMOLIBIO IIO ITOBOAY «OCTPOI'0 XHUBOTA» 0e3

BBISIBJIEHUS OOBEKTHBHOMN IIPUYKUHBI BOSBHUKHOBCHU A 0011eBOr0 CUHAPOMA,

° PEIUIMBUPYIONTUX aCIIUTOB BO BpeMsi 00JICBOTO CHHApOMA IO JaHHBIM Y 3.
3 Coueranue y nmanuerra AO ¢ npucTynaMu OCTpOi OOJIK B )KUBOTE 10 JAHHBIM aHaAMHE3a.
4, OTSArONIEHHBII CEMEWNHBIA aHAMHES:

. VY mauuenta ecthb (ObUIH) poAcTBEHHUKH ¢ AO ¢ MOBTOPSIOUIMMHUCS MPUCTYIIAMH OCTPOM
0011 B )KMBOTE B aHAMHE3E.

. CmepTh poICTBEHHUKA OT aC(UKCHUH.

o. Tpurrepst AQO: cTpecc, MexaHuyeckas TpaBma (ykoid, ymwub, yaap, CHaBJICHHE),
CTOMATOJIOTUYECKHE MAaHUITYJIALUHN, XUPYyPrHYECKHE BMEIIATEIbCTBA, MEHCTPYaLlUH | JP.

6. JleOrot/yuamenue/ytsokenenne  AO  Ha (GoHe mpueMa MpenaparoB: COAEpKAIIUX

scTporensl, uHrHOUTOpH! AIID, 610KaTOPHI perenTopoB aHTHOTeH3KHA | .

. Bcem  mammentam ¢ momo3penueM Ha  HAO  pekoMmeHmyeTrcs — TPOBOJHTH
i QepeHHaTbHYI0 JTHATHOCTUKY CO CIEAYIOUMMH 3a00JIEBaHUSMUA C IENBI0 YTOYHECHUS
JMarHo3a:

- [Ipuo6perennsiii anruoorék (ITAO) c¢ nedunurom/HapymieHrneM (QyHKIIMOHATHHON
akTuBHOCTH Cl-MHrHOUTOPA;

- AO, BbI3BaHHBIMH IpHUeMOM HHrHOUTOpoB AIl® © aHTaroHMCTOB PELENTOPOB
anruorensuna ll;

— AOQ, BbI3BaHHBIMH MEJMATOPAMH TYYHBIX KIJIETOK;

— Nauonarnyeckumu AO [3,33];

— [IceBnoanrnooTékamu  (TUMONPOTEMHEMHUUYECKHE OTEKH, CHHApPOM MebKepccoHa-
Po3enTains, cHHIpOM BepxHe# ool BeHsl u 11p) [34].

YpoBenb yoeauTebHOCTH pekomMeHaanuii — C (YypoBeHb J0CTOBEPHOCTH JI0KA3aTEIbCTB - 5)
KommenTapuu: npu nposedenuu oughghepenyuanvrou ouacnocmuxku AQO ¢ awodvim Opyeum
3aboneeanuem (nces00AH2UOOMEKY) PEKOMEHOYEm s NOMHUMb O MOM, Ymo cumnmomst npu AO
ONAAMCS OM 4ACO8 00 HECKONbKUX CYMOK U NPOX00sim OeccleOHo, eciu OméEK coxpausemcs bonee
onumenvroe epems, mo ouaznos AO manogeposimen. B bonvuuncmee ciyuaes, UCKIIOUeHUe dMux
3ab01e6aHull, NPUBOOAWUX K PA3BUMUIO NCEBOOAHSUOOMEKA, BO3MONCHO Yice Ha smane coopa
anammuesa u ocmompa [34].

Tabmuma 2. Kputepun nuarnoctuku Hacneactsennoro anruooréka (HAO).

Kpurepun HAO ¢ gepunurom Cl-unruéuropa HAO c HOpManbHBIM YpOBHEM
JNarHOCTHKHU C1-Uuruburopa




JlmarHocTuueckue
KpUTEPUH IS
NIEPBOTO
obcreayemMoro
NaIMEHTa B CEMbE

>1 kpuTepus:

. Peunnusupyromue
nepudepuyeckue AO
o PeunauBupytomue
a0IOMUHAIILHBIC aTaKH
. AQ BepxXHUX JIbIXaTEeIbHBIX
yTen
JononHuTenbHbINA KpuTepuii: CeMenHbIi
aHaMHe3

n

JIMAarHOCTUYECKU 3HaunMoe cHikenue Cl-
WHI w/nmm ero GpyHKIIMOHAIBHON
aKTHBHOCTH

N > 1 kputepus:

° JUArHOCTUYECKH 3HAYMMOE
camxenne C1-UHI w/umu ero
(yHKIIMOHATEHOM aKTUBHOCTHU TIPU
IIOBTOPHOM HCCJIEIOBAaHUU

° BEISIBJICHHE TTATOT€HHOM
MyTanuu B reHe SERPING1

>1 kpurTepus:

° Permnusupyronme

nepudepuyeckue AO

o Peunnusupyromiue

a0IOMUHAIILHBIC aTaKU

o AO BepxHHUX

JBIXaTeIbHBIX MyTeH
JIONOJIHUTEIbHBINA KPUTEPHIA:

CeMeHNHBIN aHaMHE3

n

Yposens C1-UHI u ero
(YHKITMOHATTLHOW aKTUBHOCTH B
JIBYX UCCIIEZIOBAHUSX HE
CHUXEHBI, UJTU UX CHI)KCHHE
JMArHOCTUYECKU HE3HAYHMO.

N > 1 xputepus:

° HaJu4yne
CEMEMHOr0 aHaMHE3a
3a0o0neBaHus (CHMITOMBI
0oJee, 4eM y 2X 4JIECHOB
CEMBbH)

. BBISIBIICHHE
[TaTOT€HHOW MyTaluy B
OJIHOM U3 F'€HOB:
mrasmuHorena, XII
bakTopa CBEPTHIBAHUS
KpOBHU, aHTUTIO3THHA-1,
KAHUHOTeHa 1,
muodepauHa, heparan
sulfate (HS)-glucosamine
3-O-sulfotransferase 6.




JlnarHocTuueckue Y namnueHTa ecTh POJICTBEHHHK C Y namueHTa ecTh POJACTBEHHUK

KPUTEPUH IUIs | MOATBePKAeHHBIM Anaruo3zom HAO n C MOATBEPKIEHHBIM THATHO30M
MalEHTOB C | YCTAHOBJIEHHBIM THIIOM HAO ¢ HOpMAJILHBIM YPOBHEM
KJIIMHAYECKUMU C1-unruduropa
IPOSBIICHUAMHU 21 xpurepus:
HAO, y xotopsix 21 xpurepus:
) Peunnusupytromue AO
€CTh 4IEH CEMbH C p . Pl mBHYOMHE
o eLUIUBHUPYIOIIHE
HOJTBEPKICHHBIM UHHBHPYIOTL py
abJJOMUHAJIbHBIC ATaKH AO
nuargosom HAO wu AO p
o o eIUIUBHUPYIOIINE
YCTAHOBJICHHBIM } BEPXHUX JBIXATCIIbHBIX . 1194011 pyromn
abJIOMMHAJIbHBIE aTaKU
TUTIOM nyTen a
W/NJIM > 1 kputepus: . AO BepxHUX
JBIXaTEeNbHBIX MyTel
o JIMATHOCTHYECKN  3HAYMMOC | F/UJIM (TOJIbKO AJIst
camwkenue CI1-MUHIT w/mmm  ero POICTBEHHUKOB NALMEHTOB, Y
(pyHKIMOHATBHON aKTHBHOCTH KOTOPBIX BbISIBJIEHA MYTaIUs1)
. BBISIBJICHHE MATOTEHHOM
myrauuu B reie SERPINGI1 (kak y o BBISBJICHUE
POJICTBEHHUKA) MaTOreHHOW MyTaIluH B
OJTHOM U3 T€HOB (KaK y
POJICTBEHHUKA):

miasmuHorena, XII
(dakTopa CBEPTHIBAaHUS
KpPOBH, aHTUMOATHHA-1,
KUHHHOI'¢HA 1,
muodepauHa, heparan
sulfate (HS)-glucosamine
3-O-sulfotransferase 6.

le/l OTCYTCTBUHU y NNAMUECHTA CUMIITOMOB YCTAHAB/IUBACTCH
JAOKJIMHHUYECKAA CTaaudA

2.1 Kaao0bl 1 aHAMHE3

CMm pa3zen KIuHUYecKasi KapTHUHA.
2.2 du3ukaJbLHOe 00CJIe10BAHNE

. [Ipn ¢usukanbHOM oOCMOTpe y BceX NalUeHToB ¢ mnonxo3peHueM Ha HAO s
YCTaHOBJIEHMsI JMarHo3a pPEKOMEHAYETCSl ONPEIENIUTh XapaKTep OTEKa /Js BBIABICHMS IPU3HAKOB,
TUMMAYHBIX Ui aHTHOoOTEéKOB mpu HAO (aHTHMOOTEeK HECUMMETPUYHBIA, COXpaHseTCs A0 S IHEH,
MOJTHOCTRIO TpoxoauT 6e3 ciena) [1,33].

YpoBeHb yoenuteqbHoCTH pexoMeHaanuii — C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB - 5)

o [TarmenTam ¢ xanobamu Ha OUIYIIEHHE OTE€Ka B TOpJIe, HAPYIICHUE JbIXaHUS U TIOTaHUs,

OCHUIUIOCTh T'0JI0Ca, TUCPOHUIO, CTPax CMEPTH, CTPUAOP PEKOMEHAYETCS MPOBECTH BHU3YalbHOE



o0cIieZIoBaHUE BEPXHUX JIBIXATEIbHBIX MTyTEH, OIEHKY 3BYYHOCTH T'0JI0Ca, BO3MOYKHOCTH TIIOTAHHS
C LIEJIBIO OLICHKH MTPOXOJJMMOCTH BEPXHHX JIbIXaTeNbHbIX TyTei [29,30,35,36].

YpoBeHb yO6eAuTEeNbHOCTH peKoMeHJanuii - C (ypoBeHb JAOCTOBEPHOCTH
Jl0Ka3aTeJIbCTB - 4)

KommenTapuu: Hammume AQO n0mKHO OBITH TOATBEPXKICHO NpU ocMoTpe BpadoM. A0
Hapacmaem MeONeHHO, HO 8peMsi OM NOAGNEHUL CUMNIMOMOS8 HApYuleHus OblXaHus 00 NOJHOU
acchuxcuu nenpeockazyemo (8 cpeonem cocmasiasiem om 20 0o 40 murnym) [29,30].

2.3 JlaGopaTopHble TUATHOCTHYECKHE HCCIIeI0BAHUS

HAO |

ko20a yposenv CI-UHI' u yposenv e2o
HAO 1l

muna ouazHocmupyemcs 6 ciayuae,

@yukyuonanvnou axkmuenocmu cocmasnsiom menee 5S0% om  Hopmbl. muna
ouazHoCmupyemcs npu 6viseieHun cHudxcenus gyukyuonanvrou akmusnocmu CI1-UHI 6onee uem
Ha 50% om Hopmwl npu omcymcemeuu OuazHoCmu4ecky 3Hayumo2o cuudicenus ypoeus CIl1-UHI

[37].

Tabmuna 3. JJabopaTropHast TuarHoCcTUKa OpaIuKHHUHOBBIX aHTHOOTEKOB [38].

JlaboparopHblit HAO [IpnoGpereHbie aHTMOOTEKH
Mapkep
HAOItuna |HAO Il tuma | HAO c | [TAO AOQO,
HOPMaJTbHBIM BBI3BaHHBIC
ypBonem ClI- uAIll®
WHTUOUTOpa
C1-unrubutop 1(>50% ot |N/t N /N N
N)
OyHKIMOHATBHAS 150% or||(>50% ot |N 1(>50% ot |N
aKTUBHOCTh N) N) N)

C1-unruburopa

C4 1>50% or||(>50% ot |N l N
N) N)
Clq N N N l N
AHTHTena K - - - + -
C1-unruburopy
I'eHeTnyeckas SERPING1 SERPINGI FXII, PLG, |- -
MYyTaLus ANGPTI,
KNG,
MYOE

HS3S8T6




e Bcem nanuenram-npobanaam c¢ nopo3penueM Ha HAO pexomeHIyeTcs MpOBEIEHUE TBYKPATHOTO
ucciaenoBanus  ypoBHs umHrubutopa Cl-screpassr (CI-INH) B  kpoBm ®  ompeacicHue
dbyukuoHanpbHo  akTuBHOCTHM  Cl-3cTepasHoro  MHTUOMUTOpa B KPOBH  METOJOM
UMMYHO(EPMEHTHOTO aHaJIM3a B KPOBHM WJIM MCCIIENOBaHUS ypoBHA mHruomropa Cl-screpassr (Cl-
INH) B kpoBu 1 (pyHKIMOHANBEHON akTHBHOCTH C1-3CTEpa3sHOr0 MHrMOUTOPa B KPOBH B COYCTAHHU C
MIPOBEICHUEM MOJIEKYJIIPHO-TEHETHYECKOTO HuccienoBanuss myrtanuii B reHe SERPING1 B xpoBu
METOIaMH CEKBEHUpOBaHUs U KonudecTBeHHOM MLPA nns moareepxkaenus quaraoza HAO | wm 11

tuna (tabnuna 2, rabnuna 3) [1,3,39-41].

YpoBeHb yoeaUTEe/IbHOCTU peKoMeHJanuil - C (ypoBeHb JOCTOBEPHOCTHU J0Ka3aTe/bCTB -
5)
KommenTtapum: usmenennvie nokazamenu (uneubumop CIl-3cmepasvl, (pyHKYUOHANbHASL AKMUBHOCMb
Cl-scmepasnoco uneubumopa) mpeodyrom noomeepiucOeHuss ¢ UHMepeaiom He meHee, yem 1 mecsy.
JKenamenvno nposedenue xomsi 661 00H020 U3 ucciedosanus 6o epems pazsumusi AO, ocobenHo 6
cnyuae, eciu OAHHble KIUHUYECKOU KAPMUHbL He COOMEEeMCMmEYIOm pe3yibmamam npo8e0eHHbIX
uccnedosanuii [3].
Ipunumas 6o eHuMmaHue, ymo nepuod nouayevigedenus uneuoumopa CIl-acmepasvl cocmasniem 62
yaca, yenecoobpasHo nposooums UMepeHUs He panee, yem uepe3 3 OHsl NOCie OMMeHbL NPenapama
uneubumopa Cl-scmepa3el uenosexa. Hkamubanm He énusiem Ha CpoKu npoeedeHust anaiuzos [42].
V 300posvix scenwun yposenv Cl-uneubumop u e2o QYHKYUOHANLHOU AKMUBHOCMU 6 NAA3Me KPOBU
CHUDICAIOMCSL 80 8peMsi OepeMeHHOCMU U 8036PaAUAOMcs K Hopme nocie pooopaspeuterus. Ilosmomy
pe3yibmamsl  AHAAU308 OO0JICHbL  UHMEPRPEMUpOo8AmMbCss ¢ O0CMOpPOodCHOCcmbl0.  Pexomendyemcs
nosmopums  UCCIe008aHUsL Nocie pooopaspeuterus Ok noomeepicoenus ouazhoza HAO [1].
Omcymcmeue 8vls61eHHOU Mymayuu He uckitouaem ouazno3 HAO. /[na yeenuuenus s¢hghexmusrnocmu
2eHEeMUYecKoll  OUACHOCTUKU — BO3MONCHO NpOBeOeHUue NOUcCKa mymayuii 6 OAHHOM 2eHe C
ucnonvzosanuem memooog NGS, unu MPS (maccoeoe napannenvroe cexgenuposanue), 6ce2o 2ema,
BKIIOYAsL 6Ce 9K30HbL U UHMponvl (mapecemuas MPS-nanensv), nubo ecenoma (nonnozeHomHoe
cekgenuposanue) ¢ obszamenvhvim npumenenuem aneopummos ananuza CNV. B cnyuae, eciu y
nayuenma evisignena namoeennas mymayusi 8 cene SERPINGL nposedenue noemopnozo uccnedosanus
yposus Cl-uneubumopa 6 kposu u @yuxkyuonarvuou axkmusnocmu Cl-Hneubumopa 6 kposu He
saensemces ooszamenvhoim [41,43].

° BceM marnmentam-poacTBeHHUKaM ¢ nogo3peHueM Ha HAO pexkoMeHayeTcsi TpoBeICHHE

OJTHOKPATHOTo uccienoBanus ypoBHs mHruouropa Cl-screpassr (C1-INH) B kpoBu B KpoBH U

¢byuknuoHansHOM akTuBHOCTH Cl-3cTepa3sHOr0 WHTHOMTOpa B KPOBHM WIIM TIOMCK paHee

BBISIBIICHHOW y mpoOaHaa maroreHHod wmytamuu B TeHe SERPING1 MOJIEKYJISIPHO-



TEHETHYECKUMHU MeToaaMu s monarBepxkacHust auarHoza HAO | winm |l Tuna.(tabmuma 2,
tabmuna 3, npuioxkenune b1) [1,3,39-41].

YpoBeHb yoenuTeabHOCTH pekoMeHaanuii — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTeJIbCTB - 5)
. Bcem poncrBennukam (B ocobennoctu aetsam) namuenta ¢ HAO | u Il tunos (maxe mpu
OTCYTCTBUHM  KJIMHUYECKUX  TPOSBICHHHA  3a00JeBaHMs)  PEKOMEHJOBAaHO  IPOBEACHUE
CKPMHUHTOBOTO OO0CIIEIOBaHMS: HCcienoBaHue ypoBHs uHruomropa Cl-sctepasbl B KpOBH U
UcclieloBaHie PYHKIIMOHAIBHON akTUBHOCTH C1-3cTepa3HOro MHrMOMTOpa B KPOBH HM/HMIIH TIOUCK
paHee BbIsBIIeHHOW maroreHHod wmytanmuu B reHe SERPING1 y mpobGanma momnekyisipHO-
renernyeckumu Meronamu (i1 HAO | u |l Tunos) ¢ uensio cBoeBpemeHHol quarnoctuku HAO.
(tabmuna 2, npunoxenne b2) [1,20].
YpoBeHb yoenuTeibHOCTH pekoMeHaanuii — C (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB - 5)
KommenTapuu: pawunsas nocmaumoeéka ouazro3a (6 mom yucie Ha OOKIUHUYECKOM 3mane)
CHUdICAem puck ¢pamanvho2o ucxooa npu pazeumuu nepgoz2o npucmyna HAO ¢ AO eepxhux
ovixamenvHoix nymet [1,29].
V 6cex Oemeil npu mamuuuu cemelno20 amamHe3a 00 UCKIIOUEHUs. OUACHO3A cledyem
npeononazame HAO [20,44].
Buvisignennasn panee mymayus O0NXHCHA ObIMb NAMOLEHHOU, 8 NPOMUBHOM ClyYae YerecooOpasHbl
MONbKO  ucciedosanusi yposus uneubumopa Cl-scmepasvt 6 Kposu u  QYHKYUOHAIbHOU
axmusnocmu Cl-3cmepasnoeo uneubumopa 6 Kposu. B ciyuae noayyeHuss COMHUMENIbHBIX
pe3yibmamos ucciedosanusi yposHs uneubumopa Cl-acmepaszvl 6 Kposu U (DYHKYUOHANbHOU
axmusrnocmu Cl-3cmepasnoco uneubumopa 6 Kposu, Heobxooumo nosmopums uccieoosanue[37].
. Hetsim no 1 rona (y KOTOpBIX ecTh KauHHUYeckue npuzHaku HAO u/umu ectb ceMeHOro
anamHe3 HAQO) pexomeHyeTcsl MPOBOIUTH MOJIEKYIISIPHO-TEHETUYECKOE HCCIICIOBAHUE MYTaIlUi
B reHe SERPING1 B kpoBu MeTojamMu cekBeHHpoBaHUs U KonndyecTBeHHOH MLPA nns panneit
MOCTAaHOBKM JuarHo3a (npunoxkenue b1) [44-46].
YpoBeHb yoenuTeibHOCTH pexoMeHaanuii — C (YpoBeHb IOCTOBEPHOCTH JI0KA3aTEIbCTB — 4)
KommenTapuu: 6 nopme y oemeii 0o 1 cooa ypoenu CI-UHI u ezco @yuxkyuonanvrot
AKMUBHOCMU 3HAYUMENbHO HUdCe, YeM Y 83pocabix. [loamomy ucnonv3osanue smux noxazamenetl
y Oemeti 00 200a c yenvio ouazrocmuxu HAO neungopmamueno. Taxoice HeurHghopmamuHovim
cuumaemcs UCCie008aHue KOHYEHMpayuu KOMNIEMeHma 6 NYNOGUHHOU KpPOBU OOHOULEHHbIX
HOBOPOJICOEHHBIX, MAK KAK €20 YPOBeHb HUdice, YeM VPOBHU ) 63POCAbIX. YPOSHU anmueeHa u
@yuxyuonanvnas axmuenocmo CI-UHI coomeemcmeyiom 70% u 62% om noxazameneil y
83pocvlx, coomsemcmeenno[1].
Llenvnas  Kpoeb  sgisemcss  NPeOnOYMUMENbHbIM — OUOMAMEPUANoM  Olsi  MOJeKVIAPHO-

2eHemuueckozo ucciedosanusi. OOHAKo OaHHOe UCCAe008AHUEe MONCHO NPOBOOUMb HA JTH0ObIX



MKAHAX Yeloseka npu mpyoOHOCMAX NpedOCmAsNeHus Kposu (OVKalbHuIL dnumenuil CItOHbL,
KIemKU 8 MOYe, OUONCUIHBILL U CEKYUOHHbBIL MAMEPUA U m.n.)

Bceem nanuenram ¢ nonozpenremM Ha HAO nipu pacXoxI€HUN JaHHBIX KIMHUYECKOW KapTUHBI U
PE3yJIBTaTOB TaOOPATOPHBIX UCCIICIOBAHUNA WM MPU COMHUTEIIBHBIX Pe3yibTaTax J1ab0opaToOpHBIX
TECTOB, PEKOMEHIYETCSl MPOBEACHUE MOJCKYJISIPHO-TCHETUYECKOTO HCCIICIOBAHMS MYTalWid B
reie SERPING1 B kpoBu MeToaMu ceKBEHUpOBaHUs U KoaudecTBeHHOM MLPA ¢ nienbio moucka
KJIMHAYECKU-3HAYUMBIX MYTAIMi JIJIsl TOJATBEPIKACHHs Auarnosa [1,2].

YpoBeHb yoenuTeIbHOCTH pekoMeHaanuii — C (ypoBeHb J0CTOBEPHOCTH JI0KA3aTeIbCTB - D)
Kommenrapum: [Ipogedenue MONEKYIAPHO-2eHEMUYECKO20 — 00C1e0068aHUsL He  AGIAEemCsl
obsazamenvhbim  0ns  gepugurayuu ouacnoza HAO | u |l muna npu Hanuuuu munuynou
KAUHUYECKOU KapmuHbl U OUACHOCMUYECKU-3HAYUMO20 CHUNCEHUS. YPOBHS U/Ulu PYHKYUOHATILHOU
akmusnocmu  Cl-acmepasznoeo uneubumopa. Kpome mozo, omcymcmeue obHapyscenus

ONUCAHHbIX Mymab;uﬁ npu MOJeKyIAPHO-ceHemu4eCKom 00cnedosanuy He UcKaouyaem OuUacHO3

HAO[1,2].

Omnpenenenue ypoBHs C4 ¢paxiun xomruiemMeHTa B kKpoBu (C4) mamueHTaM C MOJAO3PEHHEM Ha
HAO pexomenyercs ¢ 1ieabio ckpuauHra (tabnuma 3) [1,47-49].

YpoBeHb yoeauTeIbHOCTH peKoMeHaanuii — B (YpoBeHb I0CTOBEPHOCTH 10KA3aTEJIbCTB - 2)
Kommenrtapuu: y nayuenmos ¢ HAO | u |l munose ommeuaemcs cnuscenue C4 xomnonenma
komniemenma (Tabnuya 3), OMHAKO OAHHBIL NOKA3AMENb He MOJCem Oblmb UCHONb306aH OIS
NOCMAHOBKU OUASHO3A, MAK KAK OH MOXcem Oblmb CHUNCEH NpU MHO2UX Opyeux 3a00j1e8aHusx
[1,3].

[TarmenTam ¢ nono3penrem Ha HAO He pexomenayertcs onpeaenenue ypoBHs C2 u C3 dpakuuit
koMmiuieMeHnTa (MccnenoBanue ypoBHsSI KOMILJIEMEHTa U €ro (pakuuil B KpOBHU, HCCIEIOBaHUE
ypoBHs C3 ¢pakiuu KOMIUIEMEHTa B KPOBH) HU C LIEJIbIO CKPUHUHTA, HU C IENIbI0 TTOCTAaHOBKHU
nuarnosa [1,2,50].

YpoBenb yoenuTebHOCTH pekomMeHaanuii — C (ypoBeHb JOCTOBEPHOCTH JIOKA3aTeIbCTB - 5)
Bcem B3pocabsiM nmanuentam ¢ nepunurom C1-MHI u penuausupyronmmu AO 6e3 KpanmuBHUIBL,
HO 0e3 cemelHOro aHamHe3a WM BbIsiBIeHHOW Mmyrtamuu B reHe SERPING1 pexomenmyercs
uccinenoBanue ypoueit C1q dpaxiuu kommonenta komiuiemenTa (C1Q) B kpoBu (McciaemoBanme
YPOBHSI KOMIIEMEHTA U €ro (ppakiuii B KpOBH) U ompeaesreHue Hanuuusa antuten k C1q B KpoBu
st uckmoueHust [T1AO (tabnuna 3, npunoxenue b-1) [1-3,51].

YpoBenb yoenuTeabHOCTH pekoMeHaanuii — C (ypoBeHb J0CTOBEPHOCTH JI0KA3aTeIbCTB - 4)
KommenTapuu: 7140 umerom cxodcyro KiuHu4eckyto Kkapmuuy u aensiomcs genoxonueti HAO
(ne nacnedyemcs). Illamonocus 6 cucmeme Komniemenma 00yclognena eblpabomKol aHmumen K

CI-UHI unu nosviuwenuvim eco nompeonenuem. Ipu I[1AO CI-HHI" modxcem 6vimv 6 HOpMme unu



cHudiceH, pynxkyuonanvras axmusnocmo CIl-MHI 0onocna ovimos cnuscena na 50% om nuorcueti
epanuybl Hopmuvl Y HEKOMOopbIX nayueHmos 603moxcho chudxcenue C1q u/unu nanuuue anmumen x
C1-MHIT1-3,38,51].
[Marmentam ¢ HAO, monyd4aBmIMM CBEXE3aMOPOKEHHYIO IUIa3My, C II€TbI0 CBOEBPEMEHHOMN
JMAarHOCTHUKH ~ WH(MEKIUOHHBIX  3a00JIeBaHW  PEKOMEHIYETCs  TPOBEICHHE  €XKErOHOTO
o0cIie10BaHus:
o ompenenenue antuten kK BUY (Onpenenenue antuten kiacco M, G (IgM, 1gG) k Bupycy
ummyHoaedunurta deaoseka BMY-1 (Human immunodeficiency virus HIV 1) B kpoBsu;
Omnpenenenne antuten kiaccoe M, G (IgM, 1gG) k Bupycy uMMyHOIehHIIUTA YSTOBEKA

BHY-2 (Human immunodeficiency virus HIV 2) B kpoBu;)
o Ompexnenenue anturena (HbsAQ) sBupyca rematura B (Hepatitis B virus) B kpou u
o Ompexaenenune antuten K Bupycy renaruta C (Hepatitis C virus) B kposu [1].

YpoBenb yoenuTeabHOCTH pekoMeHaanuii — C (ypoBeHb J10CTOBEPHOCTH I0KA3aTeJIbCTB - 5)
Kommenrtapuu: Bce nayuenmvr ¢ HAO nomenyuanvno mo2ym noayuyams npenapamsl Kposu
yenosexa, conpsiiceHHble c  puckom nepeoauu MPAHCMUCCUBHBIX ungexyuil:
ceedicezamopodicennas naasma u uneuoumop Cl-scmepaswl uenosexa. Ha cecoonawinuil oens He
3ape2ucmpupo8ano Hu 00HO20 cayuas nepedauu ¢ npenapamom BUY, cenamumos B u C u
napsosupyca B19 npu esedenuu konyenmpama uneubumopa Cl-scmepazul uenosexa [52].
Bceem nammentam ¢ HAO pekomeHmyeTcsi onpeneneHne OCHOBHBIX rpymm mo cucreme ABO u
omnpeneneHue antureHa D cucrembl Pesyc (pesyc-dakTop) mist oOecriedeHuss BO3MOKHOCTH
OBICTPOTO  BBEJEHUS  CBEKE3aMOPOKEHHOM  TUIa3Mbl  NPU  BO3HUKHOBEHWH  TaKOH
HeoOxoaumocTu[53].
YpoBenb yoenuteabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB 5)
[Taruentam ¢ HopMmanbHbiMH TokazatensiMu C1-MHI™ u ero gyHKIMOHaNbHON akTUBHOCTU MpHU
JIBYKPATHOM UCCIIEJIOBAHUH, HO HMEIOIINUM XapakTepHyo s HAO KIMHUYECKYIO0 KapTUHY W/HIN
CEMEHHBIN aHaMHEe3, C IEJbI0 TOWCKAa KIMHUYECKU-3HAYUMBIX MYTAIMA JJIS TIOJTBEPKIACHUS
muarHo3za HAO c HopmanmpHbiM ypoBHeM C1-MHI' pekomenmyeTcs mpoBeneHre MOJIEKYIISPHO-
TE€HETUYECKOTO UCCIEI0OBAHUS:
o 1 oram: moucK YacThIX KIMHUYECKU-3HAYMMBIX MyTaruil B renax F12 u PLG
o 2 srtan (MpU OTCYTCTBUU KIMHHYCCKH-3HAYUMBIX MyTaruii B reHax F12m PLG) -

MOJIHOOK30MHOE CEKBEHHUPOBAaHUE (MPEANOYTUTENHHO, €IMHOBPEMEHHOE T'€HETUYECKOE

o0cne0BaHUE BCEX WICHOB CEMbH C CHMIITOMaMM) (Tabnwuia 2, mpuinoxenue b-1, Tabnuma

2) [17,18,22,54,55].

YpoBeHb yoenuTeabHOCTH pekoMeHaanuii — C (ypoBeHb J0CTOBEPHOCTH JI0KA3aTeIbCTB - 4)



KommenTapuu: ¢ ciyuae HAO ¢ nopmanvuwvim yposwem CI-HUHI, oanmusiii 6uo obciedosarnus

AGISIEMCSL €OUHCMBEHHBIM Memooom eepugurayuu ouaenosa [17,18,22,54,55].

Bcem poacrBennukam (B ocobeHHocTH aeTsMm) nanueHta ¢ HAO ¢ HopmanbHbiM ypoBHeM Cl-
VHI" (naxke mpu OTCYTCTBUM KJIMHUYECKHUX MPOSIBICHHUH 3a00JI€BaHMSA) C LIEIbI0 CBOEBPEMEHHOM
nuarHocTuku HAO pekoMeHIyeTcsl TOUCK paHee BBISIBICHHOW y Mpo0OaH/ a MaTOreHHON MYTalluu
MOJICKYJIIPHO-TCHETHYECKMMU METOJaMH IPHUIIEIBHOrO MorcKa MyTanuu. (tabmuna 2) [11,37,56—
58].

YpoBeHb yoenuTeIbHOCTH pekoMeHaanuii — C (ypoBeHb J0CTOBEPHOCTH JI0KA3aTeIbCTB - 4)

2.4 HNHCTpYMEHTAJIbHBbIE JTUATHOCTHYECKHE HCCJIeT0BAHUS

V3U w/mmm KT opranoB OpromHON mMOJOCTH pekoMmeHayercss mnamuentaM ¢ HAO mpu
BBIPQKEHHBIX OOJIIX B JKMBOTE C LENbI0 TNpoBelAeHHS IU(P(EepeHIINaTbHON TUAarHOCTUKU C
3a00JI€BaHUSAMU C KIIMHUKOM OCTPOro ;kuBota [59-62].

YpoBeHb yoenuTeJbHOCTH pekoMeHaannii — C (YypoBeHb 10CTOBEPHOCTH JA0KA3aTeIbCTB - 4)

2.5 UHble IMarHocTHYecKue MCCJae10BAHNS

o Jlnst B3pocibix nanueHToB ¢ HAO B kauecTBE MHCTPYMEHTOB JUISl IPUHSTUS PEIICHUS O
HA3HAYCHUH JIOJTOCPOYHOU TPOPHIAKTHKH M OLEHKUA 3(PPEKTMBHOCTH HA3HAUCHHOW Teparuu
PEKOMEHIYIOTCS CIICIYIOIINE IKAIbl M OTIPOCHUKH:

AE-QoL (Angioedema quality of life/Onenka xadectBa xu3nu y naruenta ¢ AO)(ITpunoxenne
'l

AAS28 (Angioedema activity score 28/ Illkasna aktuBroctu AO 28) (ITpunoxenue '2)

AECT (Angioedema control test/ rect koutposs AO) (ITpunoxenue I'3) [63-67].

YpoBeHb yoenuTeIbHOCTH PeKOMeHIanuii — A (YpOBeHb JOCTOBEPHOCTH JI0KA3aTeJIbCTB -2)

o Koncynbramus Bpada-xupypra/Bpada-IeTCKOro Xupypra peKOMEeHJ0BaHa MalleHTaM ¢

BBIpOKEHHOW a0JOMUHAIBHON aTakoi it auddepeHInanbHO TUArHOCTUKU C  3a00JIeBaHHIMH,

MPUBOISIIIUMHE K KIIMHUKE OCTPOro )HUBOTa [68].

YpoBeHb yoenuTeIbHOCTH pekoMeHaanuii — C (ypoBeHb J0CTOBEPHOCTH J0KA3aTEIbCTB - 5)
e Pexomenayercs KOHCyIbTalUs Bpada-otopuHoiapunrosora (JIOP) u/unu Bpada-anecte3nosora-
peaHrMaToyiora MalMeHTaM ¢ MpU3HaKaMU OTEKa BEPXHUX MAbIXaTEIbHBIX MyTeH C LENbI0
00BEKTHBH3AIINH 7KaJI00 U OLIEHKH IMPOXOIUMOCTH JbIXaTeIbHBIX myTeii[1,36].
YpoBenb yoenureabHOCcTH pekoMeHaanuii — C (ypoBeHb J0CTOBEPHOCTH /10KA3aTEJbCTB -

5)



e [lammentam ¢ HAO pexoMeHayeTcsi MPOBEACHHUE KOPPEKIMH COMYTCTBYIOLIEH MMATOJOTHMHU
BpauaMy JPYTuxX CIEHUANIbHOCTEH, TaKk KaK 3TO MOXET MPUBOAMUTH K YTSHKEICHHIO TEUCHUS
HAOI[1,32].

YpoBeHb yoenuTeIbHOCTH PeKOMeH1aluii - B (YpoBeHb I0CTOBEPHOCTH 10KA3aTEJIbCTB - 3)
3. JqueHHe, BRKJAKOYaa MeI[I/IKaMeHTO3HyIO ;| HeMeI[I/IKaMeHTO3HyIO Tepamm,
AMETOTEpPanuIo, 00e300/1MBaHNe, MEIUIUHCKHAE MOKA3AHUSA W NMPOTHUBONMOKA3AHMUS K
l'IpI/IMeHeHI/IIO METOA0B JCUCHUSA
Tepamust HAO cocTOUT U3 TpeX OCHOBHBIX HalpaBicHHM (Tabnuna 4);
e xynupoBanus AO;
® KPaTKOCPOYHOI mpoduaakTHKH (IpeMeauKanms);

® JI0JATOCPOYHOM MpOoPrIIaKTUKH (MTPOPHUITAKTHKA PEIIUTIUBOB).

Ta6muua 4. Tepanust HacnencrBenHoro anrnootéka [69—71].

Hamnpasnenue [Ipenapats! 1u1st B3pOCIIBIX [Ipenapars! i neren
Tepanuun
Kynuposanune ° HkarubaHr; . Wkatubant (y nereit
AO . UHru6uTOp C1- | crapuie 2-x 1et);
ACTEPA3BI YEIOBEKA; . WNuruburop Cl-
o CBexe3aMOpOKEHHast | OCTepasbl  udenoBeka (y — Jere
miasma cTapiie 2-X JIeT);
. Cexxe3aMOpoKeHHa
s TU1a3Ma
KpaTtkocpouHnas ° Wuruburop Cl- . WNuruburop Cl-
npoQuIaKTHKa | 3cTepassl denoBeka (y B3pOCITBIX W |3cTepassl denoBeka (y  deTei
JeTel crapiie 2-X JieT), cTapiie 2-X JIeT),
. Hanazomn; . CBexe3aMOpOKEHHa
. CBexe3aMOpOoKeHHas | 5 TU1a3Ma;
miasma J #Jlanazon  (TOJIBKO
npu orcyrctBuu unHruouropa Cl-
scTEpashbl)
Honrocpounas ° Jlananemymao**; . Jlanapgenymab**  (c
MpO(HIAKTHKE o #UHruburop Cl1- |12 ner)
3cTepas3bl 4EIOBEKA, . #Hruburop Cl-
. Hanazon; acTepa3bl  uenoBeka (y  gereu
° #TpaHeKcaMOBast crapiie 2-X JeT);
KUCIoTa**; . #TpaHeKcaMOBast
. #IIporecTareHsl KHCIIOTa™**;
(#ne3orecTpedn, , #AMHAICTPEHON); . #Jlanazonm  (TOJIBKO
JIeTsaM, JocTurmmM Vo craauu
II0JIOBOT'O cO3peBaHus 1o TaHHEpy)




3.1 KynupoBanue aHTHO0TEKOB

e [laumentam ¢ HAO | u Il Tunos ¢ AO, ciocoOHBIMH NMPUBECTU K aCHUKCUU, a0TOMHUHATIBHBIMU
arakamu 1 nepudepuaeckumMu AO, CONpsHKEHHBIMU C PUCKOM Pa3BUTHSI OCTIOKHEHHH, PEKOMEH Ty eTCsI

Ha3HAYEHHUE TpernapaTroB i KynupoBanus AQO C IeTbl0 KOHTPOJS HaJ cUMITOMaMu (Tabmuua S,

npunoxenue b-3) [1,29,80,81,72-79].

Juasi B3pocabIx M jJeTeil oT 8 JieT: ypoBeHb YOeAUTeJIBLHOCTH peKkoMeHaanuid A (ypoBeHb

J0CTOBEPHOCTH 10KA3aTEJILCTB 2)

Jas neteii muaauie 8 jieT: ypoBeHb yoenuteabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH

0Ka3aTeJbCTB 4)

KommenTapuu: uxamubanm — 6b1COKOCENEKMUBHBIL AHMALOHUCT OPAOUKUHUHOBBIX peyenmopos 2

muna [72,73,80,82]. Uneubumop CI-acmepasvl uenoseka — KOHYEHMpPam, noayuaemvlii U3 OOHOPCKOl

kposu [1,44,83].

. [Marmmentam ¢ HAO | u Il tumoB ¢ AQO, crmocoOHBIMH TIPUBECTH K ac(UKCHUH,
abJJOMUHAIBHBIMU aTakamMu W rnepudepudeckumMu AO, CONPSHKEHHBIMH C PUCKOM Pa3BUTHS
OCJIOKHEHUH, pEeKOMEH/yeTCsl Ha3HaYeHHe npernapatoB st KynupoBanus AO He nmozaHee 30 MuH
nocje TMONajaHusl MalMeHTa B JeuyeOHO-NPO(UIAKTUYECKOE YUpeXACHUEe: HKAaTHOAHT WIn

unruourop Cl-3crepasbl 4yenoBeka ¢ Henbto KynupoBanus AO (tabnuua 5, mpunoxenue b-3)

[1,29,80,81,72-79].

YpoBenb yoenuteabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J10KA3aTeJILCTB 5)

Ta6nuua 5. [Ipenapatsl, HazHayaemble nanuenTam ¢ HAO s kynuposanust AO.

IIpenapar B3pocnsie Hern
HNkatnbaHT 30 mr m/k C 2-x neT, B 3aBUCHMOCTH OT
MAacChI Tela.
12 xr - 25 kr 10 mMr
26 xr — 40 xr 15 mr
41 kr - 50 xr 20 mr
51 kr - 65 kr 25 mr
> 65 kr 30 mr[84].
Wuruburop Cl-sctepassl | 20 ME/kr B/B C 2-x ner:
geJoBeKa 20 ME/kr B/B
CeexeszamopoxeHHast  1uiazma | 400 mu B/B 10 mu/Kr mMacchl Tena B/B
(TOIBKO npu OTCYTCTBUH
JIPYTUX OIILINH)
. [TaumentoB ¢ HAO | u |l TunoB (B TOM uucie Ha JOKJIMHUYECKON CTaIuN) PEKOMEHAYETCs

obecrieynTh npenaparaMmu s Kynupoanuss AO Ha 10oMy U 00yYUTh TEXHUKE CAMOCTOSITEIILHOTO

BBEJICHUSI JUIsl paHHero Kynuposanust AO u npenorsparienus daraabHoro ucxona [85-87].

YpoBenb yoenuTeabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB 4)




Kommenrapun: Hxamubanm u uneubumop Cl-scmepasvl uenosexka mozym Obimb UCNONb308AHDL
camocmosimenvho nayuenmamu 6 domawnux ycrosusx [20,78,85-87]. Camocmosmenvhoe 6sedenue
npenapamos umeem pewiaoujee 3HayeHue 01 IPGeKmusHou mepanuu OCMpvLIX NPUCMYNOS,
NOCKONIbKY paHHee JledeHue npu paszeumuu npucmyna 6onee 3¢hgexmusno u npeoomepaujaem
pazeumue ocnoxcrhenuti [1,74,76-79]. Iloszonee wnaznauenue npenapamos Modxcem npueecmu K
Gamanvrnomy ucxody npu AO sepxuux ovixamenvhvix nymei [77,88)]. [layuenmor na ooxnunuucexou
cmaouu 3a0601e8anusl 00IHCHLL OblMb Makdice obecneuenvl npenapamamu 0 kKynuposanus AQO.
[Maruentam ¢ HAO ¢ HopmanbabiM ypoBHeM C1-MHI' ¢ AO, ciocoOHbIMH MPHUBECTH K ac(UKCHUH,
a0TOMUHAILHBIME aTaKaMH W TsDKeNbIMH TiepudepudeckuMu AQO, CONPSDKEHHBIMH C Pa3BUTHEM
ocioxeHnui (Harpumep, AO TOJOBBIX OPTaHOB ¢ OCTPOH 3aJCPKKON MOYH Y MY>KUHH) PEKOMEHIYETCS
BBeCTH #HuKaTHOAHT w/wnn #Hunrubutop Cl-screpa3pl yenoBeka ¢ Lenbl0 KymnupoBanus AQO
(103UpOBKK CMOTpH B Tabuuie 5, mpunoxenne b-3) [89-96].

Jast B3pocabiX: YpoBeHb YOeauTeJdbHOCTH pekoMmeHaanuii - C (ypoBeHb 10CTOBEPHOCTH
A0KA3aTeJIbCTB -4)

dasi nereii: YpoBeHb YyOeauTelbHOCTH pexkomenganuii - C (ypoBeHb [10CTOBEPHOCTH
JI0KA3aTeJbCTB -5)

Kommenrtapuu: /na HAO c¢ nopmanvnvim  yposwem CI-UHI Oaumnbix panoomMuzupo8aHHulx
uccnedoanuil no oyernke ppexkmusnocmu uxamubanma, Konyenmpama uneubumopa ClIl-scmepaszvl
YENIOBEKA,  CBEHCE3AMOPONCEHHOU Nnaasmvl Hem. J[lanuvle 00 3ppekmuenocmu  npumMeHeHus.
uxamubanma u uneubumopa Cl-acmepasvi uenogexa npomusopeyuswvl. IlIpu nesghghexmuenocmu

VKA3AHHBIX NPenapamos ciedyem nposooums cumnmomamuyeckyio mepanuio [89-92,97].

o PexoMenayercss o0ecieunTs HOCTYMHOCTD JJII CAMOCTOSTETILHOTO BBEJIEHUS MpEnapaTroB
JUIS  KyNHpOBaHUS HE MeEHee 4YeM JBYX arak i JOCTKeHus pazpemeHuss AO mpu
He3(PPEKTUBHOCTH TIEPBOTO BBEIICHHS IPEIIAPATOB M/WIIH IS KYIHUPOBaHUs peliuanBoB[1].
YpoBenb yoenuTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbLCTB 5)
KommenTapuu: B Oonvuiuncmee ciyuaee 00OHOKPAMHO20 86€0eHUsl NAMO2EHEeMUUeCKUX NPenapamos
(uxamubanm, npenapam unzubumopa Cl-3cmepazvl uenogeka) O00CMAmMOYHO Ol KYNUPOBAHUS
cumnmomos HAQO. OOnaxo 6 HeKOmopwixX CAy4asx 0OHOKPAMHO20 66edenus npenapama (0cobOenHo
npu no3oHem 68edeHuu) oOvieaem HedoCmamouyro O Kynuposaunusi AQ, makodice He UCKIOUEHO
pazeumue no8MoOPHLIX, 8 MOM YUCLe HcuzHeyepoxcaouux, npucmynos [72—75,98].
[Mammentam ¢ HAO pekomMeHIyeTcss HCIOJIb30BaTh CBEXKE3aMOPOXKEHHYIO IUIa3My KpOBHU JUIA
kynupoBanus AO B cilydae OTCYTCTBHUS OBICTPOTO JOCTYyIa K KOHIIEHTpaTy uHruoutopa C1-3crepassl
U MKaTHOAHTY (O3MPOBKHM CMOTpH B Tabmwuie 5, npunoxenue b-3) [20,44,99-102].
Jast nanuentoB ¢ HAO | u |l TunoB: ypoBensb yoenutejJbHOCTH pekoMmeHaanuii - C (ypoBeHb

J0CTOBEPHOCTH 10KA3aTeJILCTB 4)



Jas mauuentoB ¢ HAO ¢ HopManbHbIM ypoBHeM Cl-mHruoOuTopa: ypoBeHb y0eaMTEJIbHOCTH

pexoMeHnaanuii - C (YpoBeHb 10CTOBEPHOCTH 0KA3aTEJbCTB D)

KommeHTapuu: ceesice3amopodiceHnas niasma He MOdicem paccMampueamscsi KAk SKE8UBANEHM
namozeHemu4eckou mepanuu, maxk Kak He CMaHoapmu3uposana no xoauvecmey uneubumopa CI-
Icmepasvl U KOMNOHEHMO8, NOMEHYUANbHO CnocoOHbIX ebizéamb AO y nayuenma ¢ HAO. Beeodenue
NIA3Mbl CONPANCEHO C PUCKOM Nepedayu mpaHCMUCCUBHBIX UHpeKYUll, a maKdice pa3sumust O0IbU020
YUCIA HediceNlamebHblX peaKkyull (6 mom yucie aHaguiamuyeckoeo woka) [2,88].

[Maruentam ¢ HAO | u |l TunoB He pexomeHayeTcss Ha3HaueHUE #TpaHeKcamoBas KuUcCIoTa*™* u
JaHa30J1 i KynupoBanus octpbix AO[1,88,103].

YpoBeHb yoenuTeJibHOCTH pekoMeHaanuii - C (YpoBeHb JI0CTOBEPHOCTH J10KA3aTEJIbCTB -5)
[MTanmentam ¢ HAO | wu Il TumoB wHactositenbHO He pekomenayercs HazHaueHue cI'KC,
snuHePppuHA**, aHTUTHCTAMUHHBIX IPEMapaToB I CHUCTEMHOTO MPUMEHCHUS IS KyIHpPOBAHUS
cumntomoB HAO [104].

YpoBeHb yoenuTeIbHOCTH pekoMeHaanuii - C (ypoBeHb J0CTOBEPHOCTH JI0KA3aTeIbCTB -5)
[MTammentam ¢ HAO AO B obGnactu ropranu mnpu Hapactanuu AO wumu HeapPeKTHUBHOCTH
MPOBOAMMON  TEpamuu  HACTOATEIBHO  PEKOMEHIYeTCs  TOCHHUTalu3alus B OTAENCHHE
OTOPUHOJIAPUHTOJIOTHH WM pPEaHUMAI[MOHHOE OTIEICHHE C IENbI0 CO3JaHMs YCIOBUH JUId
MIPOBEICHUS peaHMMAaIMOHHBIX Mepornpustuii [1,35,36].

YpoBenb yoenuTeabHOCTH pekoMeHaanuii — C (YypoBeHb J0CTOBEPHOCTH JI0KA3aTeIbCTB - D)
[Maruentam ¢ HAO ¢ AO B obnactu ropraHu npu HedI(PPEKTUBHOCTH MPOBOAMMON Tepamuu u
MpU3HAKAaX HapacTalImeld OOCTPYKIIUU JBIXaTCILHBIX ITyTEeH PEKOMEHIYETCS PaHHEe MPOBEIACHHE
KOHUKOTOMMHU/HATIO)KEHUE TPaxeOoCTOMBbl WIIM TPOBEIEHUE HWHTYOAlluu Tpaxeu s OOecredeHus
MPOXOAUMOCTH JbixaTenbHbIX myTed. ([Ipunoxenue b-3) [29,30,35,36].

YpoBenb yoenuTeIbHOCTH pekoMeHaanuii — C (ypoBeHb J0CTOBEPHOCTH J0KA3aTEIbCTB - 4)

3.2 KparkocpouyHast npouJIaKTHKA

Ilpuem npenapamoé 0na 00120CPOUHOU NPOPDUIAKMUKU He OmMMeHsem HeoOX00UMOCmU HA3HAYEHUS

KpamKOCPOIlHOIZ npod)uﬂakmuku. HAO ne moowcem pacemampueamsvbCil KAk npomueonokasanue K

CMOMAMON02ULECKOMY/OUACHOCMUYECKOMY/ONepamueHOMY Meulamenscmeay, 8akyuHayu33.

[Marmenram ¢ HAO | u 1l TumoB ( B TOM 4mcie HalMeHTaM Ha JOKIMHHUYECKON CTaauH 3a00ICBaHM)
PEKOMEH/IyeTCsl IPOBOAMTh KPATKOCPOUHYIO MpOoQHIakTHKy (Tabnuua 6, npuioxkenue b-4) mepen
TOOBIMU OTIEPATUBHBIMU BMEIIATETLCTBAMU (B TOM YHCJIE MAIBIMH, TAKUMH KaK CTOMATOJIOTUYECKUE
MaHUMYJISALWH ), THBA3UBHBIMH MEIUIIMHCKUMU UCCIIEIOBAaHUSIMU, OCOOCHHO B 00JIACTH JIbIXaTENbHBIX
MyTei, BEpXHUX OT/ENIaX MUIIEBAPUTEIBHOTO TPAKTa, s nmpeaoTBparienus passutus AO [105-108].

YpoBenb yoenuTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTENLCTB 4)



KommenTapuu: AO, cesazannbvle ¢ OaHHbIMU nNpoyedypamu, 00biYHO 803HUKAOM 6 meuenue 48 uacos

om momenma nposedenus manunyiayuu [1].

Tabmuua 6. Ilpenmapartel, HazHadaemble namueHtamMm ¢ HAO | u |l TumoB mms KpaTKoCpO4HOM
PO UITAKTUKH.
[Ipenapar B3pocabie Hetn
Nuru6urop Cl-scTepassl 1000 ME /B C 2-x ner:
4eJoBeKa 15-30 ME/kr macce Tena
B/B
CBexe3aMOpOoKEeHHAas T1a3Ma 400 mx B/B 10 mu/kr Macchl Tena

(TOJIBKO TPH OTCYTCTBHU
unruourtopa Cl-3crepassl
YEIIOBEKA)

Jlanazon

2,5-10 mr/xr maccel Tena 3a 5
JIHEH 10 U 2-3 JIHS 0CIIE
(maxcumanbHas 1o3a 600 mr).
Ecnu manueHT yxe noisydaer
JOITOCPOYHYIO MPOPUIAKTUKY
IaHa30JI0M, 4032 JOIKHA OBITh
yBEJIUYEHA BIBOE

#1aHA30J1 TOJIBKO TIPU
OTCYTCTBHH JIPYTHX
npenaparos: 2,5-10 mr/kr
Macchl TeJa 3a 5 JHel 10
u 2-3 nHa
nocye(MaKkcuMasbHast
no3a 600 mr)

e [lammentam ¢ HAO | u Il TumoB mepen mNpoBeAEHHEM CPOYHBIX M IUIAHOBBIX ONEPATHBHBIX

BMEIIATEILCTB (B TOM YHCIE MajblX, W CTOMATOJIOTHYECKHUX MAHUIYJSIUIN), HWHBAa3HUBHBIX
MEIULUHCKUX HCCIEAOBAaHUN B KAYECTBE MPEMEIUKALMU PEKOMEHAYETCS BHYTPUBEHHOE BBEJCHUE:
npemnapaTta uaruOutopa Cl-scTepasbl yenoBeka AMsl CHUKEHUS pucka pa3Butus AO mocne JaHHBIX
WHTEPBEHIMH (JI03UPOBKU CMOTpH B Tabuuiie 6) [44,105-109].

YpoBenb yoenuTeabHoCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbLCTB 4)

Kommenrapuu: npenapam uneuoumopa CIl-acmepasvi uenogexka A6isemcs npenapamom 6vloopa

011 Kpamxocpounou npoguirakmuku. Eeo npumenenue naubonee sghghexmusno crudicaem puck
pazeumuss AO nocie meouyunckuii npoyeoyp 6 cpasHenuu ¢ opyeumu npenapamamu [106].
Uneubumop Cl-3cmepa3zvl uenosexa 004CeH NPUMEHAMbCS OJi NPODUAAKMUYECKOU npeMeOuKayuu
KaK MOJICHO Onudice K Ha4amy npoyedypvl (onmumanvhsii nepuood 3a 1-6 uacoe oo manunynsyuu)
(103UpOBKK CMOTpH B TabuuIle 6, mpunoxkeHue b-4) [1].

e Jlarmmentam ¢ HAO | u |l TumoB 111 MOATOTOBKM K TUTAHOBBIM ONEPATHBHBIM BMeEIIATEILCTBAM (B
TOM YHCJE MAallbIM, TaKUM KaK CTOMATOJIOTUYECKHE MAHUMYJSAINN), WHBAa3UBHBIM MEIUIIMHCKHM
WCCIICIOBAHMSIM B Ciy4ae OTCYTCTBUS mHrHOuTOpa Cl-3cTepasbl yermoBeka pPEeKOMEHIYeTCsl HadaTb
IpHeM JaHa3oJja (JJO3UPOBKU CMOTPH B Tabwuie 6, mpuioxenne b-4) uin yBeaTuunuTh 103y JaHa301a
B 2 pa3a OT UCXOAHOHW (eCH MAIMeHT MOoJydaeT Oa3MCHYIO Tepaluio MmpenapaTtoM IaHa3oln) 3a 5-7
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BMEIIATEILCTBA/MHBA3UBHOTO HCCIIEAOBAHUS PEKOMEHAYETCS OTMEHHTH JAaHa30J WM BEPHYTHCS K
HCXOJIHOM 03¢ O0a3ucHoi Tepanuu [44,106,108,110].

YpoBeHb yoeauTe/IbHOCTU peKoMeHAanui C (ypoBeHb JOCTOBEPHOCTH A0KAa3aTe/abCTB 4)
KommenTapuu: y Oemeu #Hoanazon modxcem Ovimb UCNONL308AH 6 Kauyecmee Memood
KPAMKOCPOUHOU NpOGUIAKMUKU MOJbKo ecau omcymcemeyem uneubumop CIl-3cmepasvl uenoseka
[111].

e Jlanmentam ¢ HAO | u |l TunoB ans MOATrOTOBKM K CPOYHBIM M IUIAHOBBIM  OIIEPATUBHBIM
BMEIIATENLCTBAaM (B TOM 4HCIE MalblM, TaKUMH KaK CTOMATOJIOTMYECKHE MaHUITYJIALUN),
WHBA3WBHBIM MEIUIIMHCKAM WCCICAOBAHUSIM B clydae OTCYTCTBUs mHruOmTopa Cl-acrepassl u
JlaHa30J1a PEKOMEH/IyeTCSl BBOJUTH CBEKE3aMOPOKEHHYIO TUIa3My (IO3MPOBKH CMOTpPH B TaduuIe 6,
npunoxenne b-4) [1,2,44,100,112,113]

YpoBeHb yoeauTeJbHOCTH pekoMeHaanuii C (ypoBeHb J0CTOBEPHOCTH JI0KA3aTEIbCTB 4)
. [MTanmentam ¢ HAO | u Il TunmoB ¢ uenpi0 MOATOTOBKM K JIFOOBIM HWHBAa3WBHBIM
MEIUIIMHCKUM BMeIIaTeabcTBaM He pekomenayercss BBoauTh cI'KC u aHTHrucTaMHHHBIE
[pernaparsl A1 CHCTEMHOTO IIPUMEHEHUS s mpoduaakTuku pa3sutus cumnromoB HAO [2,20].
YpoBenb yoenuTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH I0KA3aTEILCTB 5)
. Bceex nmanmentam ¢ HAO | u |l TunoB (Bkitouas manueHTOB Ha JOKIMHUYECKOW CTaluN),
MPOXOJIANINX JIFOObIC WHBA3WBHBIC MEIUITMHCKHE BMEIIATEIBCTBA, PEKOMEHIYETCS O0ECIICUUTh
mpemnapaTamMu JJisi KY[IMPOBaHUS HE MEHee 2-X aTak: ukaTuOaHT wim uHruourop Cl-scTepassl
yestoBeka (nmpunoxkenue b-4) [1,2,88].
YpoBenb yoenuTeabHoCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEILCTB 5)
Kommenrapuu: Jlrobas npogurakmuueckas npemeouxayus He UCKuodaem pazeumus «npopbleHbIX»
NPUCMYNO8, NOIMOMY NAYUEHMbL O0JNCHbI OCMABAMBCA NOO HAOTIOOEHUEM, NPU IMOM OO0JHCHO
ObIMb DOCMYNHO NPOGedeHUe mepanuu, HanpasieHHol Ha Kynuposanue npucmyna.[105,106,109]
Joxazamenvrotl 6azvl 0 HeobxoouMocmu u 3phpexmusHocmu KpamkoCpoOUHOU NPOPGUIAKMUKU Y
nayuenmos ¢ HAO ¢ nopmanvnoim yposnem CI1-UHI nem [97].

3.3 JloarocpoyHasi npopuJaKTuKa

OcHoBHas 3aj7iaya JOJATOCPOYHON MPOQPUIAKTUKUA — YMEHBIIEHUE YaCTOThl U MHTEHCUBHOCTH aTak
HAO u munummzanusi BiAMsSHHUS 3a00J€BaHMS Ha IOBCEJHEBHYIO aKTHBHOCTh NAalMeHTa. Tepamnuio
pEKOMEHAyeTCd HMHIUBUAYAIU3UPOBaTh B 3aBUCUMOCTH OT OCOOCHHOCTEH TEYEHUs, Haludus
[IPOTUBOIIOKA3aHUM, TEXHUYECKUX BO3MOXKHOCTEW U IOJy4eHUS TOM MM WHOW Tepanuu. Yersipe
TPYIIIBI NIPENapaToB PeKOMEHI0BAHO MCIIONB30BaTh Ui JoiarocpouHoi npodunaktuka HAO I, 1l tuna
(tabmuna 7): maHamenyma0**, #unruourop Cl-3crepassl deaoBeKa JUIs BHYTPHBCHHOTO BBEICHUS,
JaHa30J1, #TpaHeKcaMoBas KuciaoTa™**, #rporecrareHsl.

Tabmuua 7. Ilpenapatsl, HazHauaemble mauumeHtTaM ¢ HAO | u Il TumoB mns pmonrocpouHoit

npOopUIAKTUKY.



[Ipenapatsl B3pocnbie Hetn
Jlananemymao** 300 mr 1 pa3 B 2 memenu (mosa moxer | C 12 met:
OBITH CHIDKEHA 110 1 pa3a B 4 Henenn) 300 mr 1 pa3 B 2 Henenu (71032 MOXKET OBITH
cHkeHa 110 1 pasa B 4 Henemnm)
WNuruburop C1-|60 ME/kr C 12 ner:
acTepasbl YyesoBeKa
Macchl Tella JBa paza B Hezemto | 60 ME/kr
JUISt ITOIKOYKHOT'O
(xaxnapie 3-4 aHs).
BBCJICHHS Macchl Tella J[Ba paza B HEICINIO
(xaxapie 3-4 nHA).
#UHTHOUTOP C1-|500-3000 ME B/B 2 pa3a B|C 2-x ner:
ACTEPA3BI VTS | HELIEIEO 20 ME/kr maccel Tena 2 pasza B
BHYTPHUBEHHOTO HEJICITIO
BBCJICHHS
Janazon 100 mr uepez 1 nmenr — 600 |Tompko jmeTsM, jgocturmum  V
MT/CYTKH CTaJlUM TOJIOBOTO CO3PEBAHMS IO
Tanuepy
#2,5 MI/KT MacCEhI Tea
(MakcuManibHasi OJHOKpaTHasl J03a
200mr)
#TpanekcamoBast 30-50 wmr/kr  maccel  Tema, | Crapme 3-x user: 20-40 wmr/kr
Kuciaora** pa3neneHHbIX Ha 4 mpuema (10 6 | Maccel Tenma, pa3AeNieHHBIX Ha 4
r) npuema
#IIporecrareHsl Tonbko JUTSI »keHIuH | He mpumenstorcs
JETOPOTHOTO BO3pACTa.
CormacHo WHCTPYKIUHU K
KOHKPETHOMY TIperiapary

Pewenue o mnasnauenuu 0oneocpounol  NpoQuUIAKMUKYU NPUHUMAIOM HA  OCHOBAHUU  AHAIU3A
UHOUBUOYATILHBIX NAPAMEMPO8 nayueHma: oyenku dyacmomol u maxcecmu AQ, nanuuus KOMOpOUOHOU
namono2uy, npu HeOOCMAamoyHom dpgexkme npenapamos 0aa kKynuposanus AO, 6 cayuasx
02paHudenHo2o0 oocmyna K cpeocmeam kynuposanusi AO, ¢ yyemom npeonoumeHuul nayueHma u e2o

HABLIKOB  NPUMEHEHUA  J1eKAPCMEEHHbIX  npenapanios ona  nevenus HAO. ,ZZOI’IOJZHume]ZbeZM



UHCMPYMEHMOM OYEeHKU NOmpeOHOCMU NAYUueHma 6 Npo8eoeHUul O00120CPOUHOU NPODUIAKMUKU

Aejslemcst AHAajlu3 ypoO6HA Kadvecmeda JCU3HU.

Buvibop npenapama 0na 0oneocpounoti npoguiakmuku 0oaxcen O0blmb NepCoHUGUYUPOBAHHBIM,

0CHOBAMBCA HA UHOUBUOYANLHOU 3phekmusHocmu 1 O0OCMYNHOCMU KOHKPEMHO20 JeKAPCMBEHHO20

npenapama. IIpu evibope npenapama ciedyem yuumsléams 0COOEHHOCMU naAyueHma (803pacm, noJ, 0js

JHCEHUWUH — (PaKmMop KopmleHus:, Haaudue bepemenrHocmu) (npunodicerue A3.2)

Y nayuemmos, nonyuarowux nocmoamHo npenapamsi  00A20CPOUHOU  NPODUIAKMUKU,

Heobx00UMo PeSVIIFIpPHO OUEHUBANTb aqbqbekmueﬂocmz) u bezonacrocmo mepanuu, no NOKA3aHuAM —

nepecmampueambs 003)/' u/unu urmepedaibl 1e4erHusd 6 coomeemcnmeuu ¢ KIUHU4YeCKUM Omeenom.

Bce nayuenmul, nonyuarowue 00120CpouHyI0 npoQUIAKMUKY, MAKHCe OOAHCHbL UMemb OOCMYN K

nekapcmeam 0ns Kynuposanus AO.

Kpumepuu naznauenus doneocpounoii npogunakmuxu y demeu u 3pocyivlx

OcHognbie (015 Ha3HaueHus 00120CPOUHOU NPOPUIAKMUKYU OOCMAMOYHO HANUYUE 00HO20 KPUMepUsl)

Hanuuue 3nauumenvnoco omeka 6 obnacmu Jauya-uieu, O0COOEHHO C HapyuileHuem
npoxooumocmu Ovixamenvuvix nymeti (2 u 6onee 6 meuwenue nocieOHux 3-x meciayes)
Hanuuue aboomunansuvix amax (2 u 6onee 6 meuenue nocieoHux 3-x mecsyes)

Hanuuue couemarnus pazniuyHulx munog HCUHEYePOICAIOWUX amax (Hanpumep, Tuyo-uiest u
aboomunanvrvle amaxu) (2 u 6onee 6 meuenue nocieoOHUx 3-x mecsayes)

Hanuuue evipascennvix nepughepuueckux omekos, Meuwanuux OObIYHOU IHCUSHEHHOU
AKMUBHOCMU UIU NePUPepudecKux OmeKos ¢ 8blpaxdcenHvim bonesbim cunopom (2 u bonee
edcemMecauHo Ha NPOMANCEHUU He MeHee 3-X Mecsayes uiu He meHee 6-mu 3a nocieonue 3

mecaya)

Hononnumenvuvle (0114 HA3HAYEHUs OO0NCOCPOYHOU NPOPUIAKMUKU OOCMAMOYHO HAIUYUE O0OHO20

Kpumepust)

Omcymcmeue omeema u/unu Haiuyue noOOYHLIX IPpexmos om npenapamos 07
KYRUPOBAHUSL, He NO3BOSIOUUE UCNOIb308AMb UX O/ KYNUPOBAHUSL OCIPLIX AMAK
Hanuuue 6 meuenue 2ooa cocnumanusayuu no SKCMpeHHbiM NOKA3AHUSIM 6 C653U C amaKami,

Hecmomp:l Ha UCnolb306dHue npenapamoes HeOMmI0HCHOUL nomowu 6 0OMAUHUX yciaosusx

PeKOMeHIlyeTCﬂ BCEM INIallUCHTaM C HAO | u Il Tumos OIICHUBATb HCO6XOJII/IMOCTL Ha3HA4uYCHUA

IpenaparoB JUis IOJITOCPOYHOM MPOPUIAKTUKY Ha KakaoM Busute [1,88].

YpoBenb yoenureabHocTH pekoMenanuii — C (YypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — 5)

KOMMCHTapHH: B kauecmee oOononnumenvro2o uncmpymenma ons OUYEHKU cmeneHu maAdxdcecmu

meyenus 3a00/1e6aHUs. Y 63POCIIbIX MOocym ObIMb UCNOTIL306AHbL ONPOCHUKU AKMUBHOCNU AHSUOONMEKO8

(AAS28, AECT), a maxace onpochuk no rkawecmsy owcuznu AEQOL 6 nekomopuix ciyuasx mooicem



Oblmb  YenecoobpasHo HA3HAUeHUe NPenapamos O0as 00J20CPOYHOU NPOPUIAKMUKU HA KOPOMKUE
nepuoosbl 8030eUcmeus Mpu22epHo2o akxmopa, Komopoe yxyouiaem medenue 3a001e6anus (ceccus,
nepeeso, uH@pekyuoHHvle 3a001e6aHUs)

e Bspocasim naruentaM u aetsm crapire 12 nmer ¢ HAO | u |l TunoB npu HE0OX0IUMOCTH MPOBEICHUS
JOATOCPOYHON MPOPUIAKTUKY PEKOMEHIyeTCsl Ha3HaueHue JlaHaaenymaba™* s npopunakruku AO.
[114-116]

YpoBenb yoeauTeIbHOCTH peKOMeHAauii — A (YPOBeHb J0CTOBEPHOCTH J0KA3aTeIbCTB —2)
KommeHTapum: pexomendyemas nauanvras 0osza cocmasisem 300 me 1 pas/2 neo. Ilayuenmam, y
KOMOpbvIX HA hoHe mepanuu cmabulbHO OMCYMCMEYIOm NPUCMynvl, 003d J1aHA0enymada™> mooxcem
ovime  cnuoicena 0o 300 me 1 pasz/4 mneo. Peocum e6sedenusi nawnadenymaba™*  mooicem Ovimb
nepecmMomper 6 CMOpOHY VMEHbUIEHUs. NOCLe OOCHUICEHUS CMAOUTbHO20 COCMOSHUSA. Yuumuvleéas
gvicokutl npoghunv s¢hghexmusnocmu/besonacnocmu, NOOKONCHBIU CHOCObO 68edeHuss npenapamad,
Janadenymab** - npenapam nepeoti auHuu 018 mepanuu nayueHmos cmapuie 12 nem npu mascénom
meyenuu HAO [71].

Hetsim crapme 12 mer ¢ HAO | u |l TunoB npu HeO6XOAMMOCTU NPOBEAEHUs [IOJTOCPOYHOMN
npoUIAaKTUKHA pPEKOMEeHJyeTCs Ha3HaueHHe uHruburtopa Cl-acTepasbl 4YesioBeka /s
NO/IKOXKHOTO BBeJleHUs A1 npoduiaktuku AO [117-121].

YpoBeHb yOeAUTEILHOCTH PEKOMeHAANNI — A (YPOBEHDb TOCTOBEPHOCTH 10KA3aTeIbCTB — 2

e BspocnapiM manuMeHTaM W JETSAM  CTapuie JABYX JIeT MNpU  HEOOXOJMMOCTH TMPOBEACHUS
JONTOCPOYHON TPOMUIAKTUKHA PEKOMEHIyeTcs HazHaudeHue #HunruOutopa Cl-sctepasbl amns
BHYTPUBEHHOTO BBeZieHus s npodunaktuku AO (tabnuna 6) [2,20,44,121-123].

YpoBenb yoeauTeabHOCTH pekoMeHaanmii C (ypoBeHb J0CTOBEPHOCTH JI0KA3aTeIbCTB 4)

KommenTapuu: /{11 docmusicenus omcenaemozo sghghexkma 003y peKomMeHOyemcs adanmuposams K

UHOUBUOYATIbLHBIM nompebHocmam nayuenma. IIpenapam neob6xo0umo 8600ums He pedice, uem 2 paza

8 Heoeo, MaK Kak nepuood noaysvieedenus: cocmasisiem 48 uacos [2,20,44,122,123].

e Jletam crapue 12 set ¢ HAO I u Il TunoB npu He06XOAMMOCTH NPOBEJEHUS AOJTOCPOYHOU
NpoQUIAKTUKH  pPEeKOMeHJlyeTcsl Ha3HayeHue MpernapaToB JJis IOJKOXXHOTO BBeJeHHUSs
(n1anagenymaba™* wam uHrudburtopa Cl-acTepasbl 4yesioBeka) A npodunaktuku AO B
KauyecTBe IpenapaToB NepBOU JIMHUU.[71]

YpoBeHb yoenuTebHOCTH pekoMeHaanuii — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTeIbCTB — D)

e BspocasiM mamuweHnTam U aetsM ¢ | u Il TMma nmpu HEOOXOIMMOCTH TIPOBEACHHS JOJITOCPOUYHOMN
NpOoPUIAKTHKN PEKOMEHAYETCS Ha3HA4YCHHE TPAHEKCAMOBOW KHUCIOTHI™* s mpoduiIakTHKA
pasButHs AO (I0O3UPOBKH CMOTPH B Tabiuile 7, npuioxenne A3.3, npunoxkenue A3.4) [124].

YpoBeHb yoenuTeabHOCTH pekoMeHaanuii — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTeIbCTB -4).



Kommenrapuu: mpanexcamosas xucioma umeem 6oiee 6bICOKUL Npohuib Oe30nacHocmu no
CpasHenuio ¢ O0aHA30J0M, OOHAKO 8 Kawecmee 00a20cpounol npogunakmuxu HAO >¢ppexmusrovl
MONILKO Y HeDONbUIO20 YUCTIA NAYUEHMOS. YUumbleds 603MONCHOE GlUAHUE AHMUDUOPUHOTUMULECKUX
cpeocms (#mpanexcamosas xucroma™*) na ceepmvigarOwyio cucmemy Kposu, 6cem NAYUeHmAam,
noyHaWuUM aHmupuoOpuHoIumuyeckue cpedcmea 6 Kawecmee O00J120CPOUHOU NPOPUIAKIMUKU,
peKomeHOyemcs. npoimu 00c1ed008anue HA HAauyue NPomuBoNnoOKA3aHULl K npuemy OaHHOU epynnbl
npenapamos [1,2,39,125].
[Tanmentkam B Bo3pacte oT 18 mo 45 ner ¢ HAO | u Il TumoB npu HEOOXOIUMOCTH MPOBEICHUS
JIOATOCPOYHON TMPOMUIAKTUKA PEKOMEHAYETCs Ha3HauYeHHE HIPOreCTareHOB Il JIOJTOCPOYHON
npodunaktuku AO (I03UpOBKH CMOTpU B Tabmuue /7, npuioxeHue A3.3, mpunoxenue A3.4,
npunoxenne A3.5) [126-128].
YpoBeHb yoenuTesibHOCTH pekoMeHianuii — C (YpoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB -4)
Kommenrapun: Hasznauenue #npocecmacenos 603MOMCHO MOAbKO NOCHe KOHCYIbMAYUU 8PaAYa-
eunexonoea. #llpocecmazenvl 0Ka3vLIBAOM NONONCUMENbHLIL dhekm Ha meyeHue 3a601e8aHUs
gnioms 00 noanoz2o omcymemeus AO 6e3 Heobxooumocmu npuema Opy2ux npenapamos bo.ee, 4em 8
60% cayuaes (a npu npueme #npocecmacenos ¢ GvIPANCEHHLIM AHMULOHAOOMPONHBIM dhhekmom —
oonee uem 6 80% cnyuaes) [126,127]. [Ipenapamamu evibopa sensiomces Hnpocecmazenvt 6 ude
MOHONpenapamos (maxk Kak npuem npenapamos, cooepicawux scmpocenvl nayuewmam ¢ HAO
sanpewen) [126,129-131]. Heobxooumo ounamuueckoe HabooeHue SUHeKono2a HA 6eCb Nepuoo
npoeedenus ieyeHus #npocecmazenamu
B3pocnbsim nammentam ¢ HAO | u |l TumoB mpu HEOOXOAMMOCTH TPOBENEHUS TOJTOCPOUYHOU
npodMIAKTUKN PEKOMEHAYETCS Ha3HAYCHHE JlaHa3071a (JI03UPOBKU CMOTPH B TabiHIe 7, IPUIOKEHUE
A3.3, npunoxenue A3.4) s npodunaktuku pazsutus AO [132-134].
YpoBeHb yoenuTeIbHOCTH peKoMeH1anuii — B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 2)
Kommenrapuu: oanason nasnavaiom ¢ cmapmosoii 0doze 200-600 me 6 cymxu, a 3amem nocmenenno
CHUMCAlom 003y 00 MUHUMAILHOU HeoOXo0uMou Ol OMCYMCMBUs. KIUHUYECKUX NPOSAGLEHULL
3abonesanus. Bosmoodcna anbmeprnamusnas cxema: Hauaio mepanuu ¢ HebOIbUOU 003bl NPEnapama ¢
HOCMENneHHbIM yeenudenuemM. B nobom ciyuae HeobX00UMO Bbl6UMb U NPUMEHSIMb HAUMEHbULYIO
appexmusnyto 003y, umo no360JsAem CHUUMb PUCK pazsumus nobounvlx s¢gexmos [1,2,20,88].
[71]. Jdana3on He cieayeT Ha3HaAyaTb B KadyecTBe NpenapaTa MepBOH JIMHUM >KeHIIMHAM
JleTOpOJJHOT'0 BO3pacTa
o [MaruenTam, MOMYyYarOIIMM JAaHA30JI B KAa4eCTBE JIOJITOCPOYHOM MPOPUIAKTHKHU, TEpes
HAYyaJloM Tepalmuy W Ha MPOTSHKEHHWH BCEro IMepHoja IMpueMa Mpernapara pPEeKOMEHIYETCs
MIPOBEJICHUE PETYJISIPHBIX OOCIEIOBAHHUMA IJIsi ONEHKH HaJIMYHs MPOTHBOIOKA3aHWHA U KOHTPOJIS
no6ouHbIX 3G dexToB (mpunokenue A3.3. npunoxenue A3.4) [1,2,20,88,135].

YpoBenb yoenuTeabHOCTH pekoMeHaanuii — C (ypoBeHb J0CTOBEPHOCTH JI0KA3aTeIbLCTB — 4)



e Bcem mammentam ¢ HAO | u |l tuma pexomenayercs oreHuBaTh 3¢G(HEKTUBHOCTH MOI00paHHOMN
Tepanuu Ha KaKIOM BU3UTE He pexke 1 pasa B 3 mecsiia A ONTUMU3ALUN TePAnuu Uil KOPPEKIUU
JI03bI ¥/MJIM HHTEPBajia BBEJICHHUS IIperapara v i OLEHKH M000YHbBIX 3¢ deKkToB oT Tepanuu [1,136].

YpoBeHb yoenutesbHOCTH pekoMeHaanuii — C (YpoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB -5)
. Bcem nmanuentam ¢ HAO | u |l Tuna He pexomenayercs mpepbiBaTh IPHUEM IpEnapaToB
IUIL TONITOCPOYHON TMpO(UIAKTHKM Ha BpeMs BBEACHUS IpenaparoB s KynupoBaHus AO u
KPaTKOCPOYHON MNPOQPUIAKTUKH JUIsl JOCTHKEHHS JIy4IIero KOHTpOJIA HaJd aKTUBHOCTHIO
3aboneBanus [137].

YpoBeHb yoenutesibHOCTH pekoMeHanuii — C (YpoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB -5)
. [Tamentam ¢ HAO ¢ HopmanbHbiM ypoBHeM CI1-MIHI' pexomeHnmyeTcs MCHOJb30BaHUE

#TpaHeKcaMOBOI KHCIOTBI** 1yisi tonrocpounoi npodwuinaktiku passurus AO [22,93,102,138].

YpoBeHb yoenutesibHOCTH pekoMeHanuii — C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB -4)

Kommenrtapuu: V nayuenmos c HAO ¢ nopmanvuwvim yposuem CI-UHI #mpanexcamosasn kucioma™**

bonee a¢pgpexmusna, uem y nayuenmos ¢ HAO | u |l muna. Pexomendyemasn oozuposxa om 1,5 oo 4

e/cymku [22,102,138].

e[latuentam ¢ HAO c¢ HopmanbHbiM ypoBHeM CIl-MHIT pexkomenayercss ucnosb30BaHue
#nanangenymaba** s monrocpounoi mnpodunaktuku pasputis AO [139].

YpoBeHb yoenuTesibHOCTH pekoMeHaanuii — C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB -4)

e [Tarinentam ¢ HAO ¢ HopmanbHbIM ypoBHeM C1-MHI™ pexomenayeTcs Ucnonb30BaHUE #UHTHOUTOpa
Cl-acrepa3ssl yenoBeka Juist J0JIrocpodnoit npodunaktuku passutus AO [140,141].

YpoBeHb yoeautesibHOCTH pekoMeHaanuii — C (ypoBeHb 10CTOBEPHOCTH I0KA3ATEIbCTB -4)

e [Tarimentam ¢ HAO ¢ HopmanbbeiM ypoBHeM C1-MTHI™ pexomenayeTcs ncnonb3oBaHue #1aHA3051 JUIs
JONTOCpouHON npoduiaktuku pazsutus AO [138,142].

YpoBenb yoenuTeabHOCTH pekoMeHaanuii — C (ypoBeHb J0CTOBEPHOCTH JI0KA3aTeIbCTB -4)

e [Taruentkam B Bospacte ot 18 1o 45 ner ¢ HAO c nHopmansabiM ypoBHeM C1-MHI™ pexomenmyetcst
WCIIOJIB30BaHUE HIIPOTrecTareHoB i MpohuaakTuku pazButus AO(J03UPOBKH CMOTPH B TabHIIE 7,
npuioxenne A3.3, npunoxkenue A3.4, mpunoxenue A3.5) [102,126,138].

YpoBensb yoenuTeabHOCTH pekoMeHaanuii — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTeJIbCTB -4)

e Jlarmentam ¢ HAO | u Il tuma u manmuentam ¢ HAO c¢ HopmampHbiM ypoBHeM CI1-UHI' ne

PEKOMEHJIyEeTCSl UCIOJIb30BAHUE AHTUTMCTAMUHHBIX TMPENApaToOB ISl CUCTEMHOTO NPUMEHEHUs u

c['KC ms noarocpounoit mpodunaktuku [102,143].

YpoBenb yoenuTeabHOCTH pekoMeHaanuii — C (YpoBeHb J0CTOBEPHOCTH JI0KA3aTeIbCTB -4)

4. MeaunuHcKasi peadWinTamnus, MeIUINHCKHE MOKA3AHUSI M NMPOTUBONOKA3aHUA K

NPUMEHEHUI0 METO/I0B PeaduJINTAINH



He paspaborana

S.

HpO(l)l/IJIaKTl/IKa H JUCIIAHCEPHOE HaﬁJIIOI[eHI/Ie, MEANMIHNHCKHE IIOKa3aHudA M

NPOTUBOINOKA3AHUA K IPUMEHEHUIO MeTO/10B NPOPUIAKTUKHA

Cembsam ¢ HAO | u Il Tuna 1 HAO ¢ HopmanbubiM ypoBHeM C1-HI pekoMeHyercs npoBeacHNe
KOHCYJIBTAI[MH Bpada-reHETHKA C IeJIbI0 TOTyYeHUsT HH(GOPMAIlUK O IIIaHUPOBaHUHU ceMbH [56,144].
YpoBeHb yoenuTeabHOCTH pekoMeHaanuii — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTeJIbCTB -5)
KommenTapuu: y nayuenmog ¢ HAO | u |l muna seposmmocms  poswcoenus pebenka ¢ no0o6HbIM
3abonesanuem cocmaensiem 50% [144]. B cembsx mammentoB ¢ HAO | u |l muna u HAO 6e3
oepuyuma CI-UHI' ¢ e6viasieHHoll namozeHHOU Mmymayueti 8 OOHOM U3 2eHO8  BO3MOINCHO
npoeedenue NPeHamanrbHOU OUASHOCMUKU C Yelblo BblAGIEeHUS 2eHeMUYecKo20 oegexma niooa u
peulenus  8onpoca O  NPOOOIICEHUU  OEepeMeHHOCMU, MAKd)HCce  BO3MOJNCHO  NpOBeOeHUe
NpeuMnIaHMayuoHHot  ouacHocmuku. MonekyniapHo-eeHemuueckuili  NOUCK cneyuguueckou
Mymayuu npoeooumcs 6KlemKkax u3 oopazya 6opcun Xxopuoua, e3amozo nocie 10-u Hedenu
bepemennocmu unu u3 00pazya OKoIONI00HbIX 800, nocie 15 neoenu 6epemennocmu [20,44,56,144].

. Pexomennyercs wmHbopmupoBath mnamueHToB ¢ HAO 0 Bcex BO3MOXHBIX TpHUITEpax

3a00JIeBaHMS C [IEJIbI0 MAKCUMAITLHOTO OTpaHuyeHHs uX Bo3neictust [32,90].

YpoBenb yoenuteabHoCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbLCTB 4)

o Bcem manmentam ¢ HAO He pekoMeHAyeTcss MCIOJIB30BaHUE IPENapaToB M3 TPYIIILI

uHruoutopoB AIl® wu anTOroHHMcTOB peuentopoB anruoreHsuHa Il ¢ umenbio npenoTBpalieHus

nposokaru AO [1,90,136].

YpoBensb yoenuteabHoCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEILCTB 5)
Kommenmapuu: npenapamvl u3 OaHHuIX 2pynn npugoosam K HAKONIEHUNO OPAOUKUHUHA, NOIMOMY
MO2Yym CAYHCUMb (DAKMOopamu, YmAXCeIAoWUMU medenue 3a001e8anHus U SA8UMbC mpueepamu
pazeumust pamanvhuix amax [1,90,136].
eBcem mammentam ¢ HAO | u Il tTuma u ¢ HAO c¢ nHopmanbubiM ypoBHeMHact CI-UHI' ne
PEKOMEHIYEeTCsl HCIONb30BaHUE MPENnaparoB, COACPKAIMUX DJCTPOTEHBI B CBSI3U C PUCKOM
BO3HUKHOBEHUs xu3Heyrpoxaronmx AO [90,127,145].
YpoBenb yoenuTeabHoCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTENLCTB 4)
Kommentapuu: V 80 % nayuenmox ¢ HAO nabniodaemcs yxyouienue meuenusi 3a001e8aHusl Ha
Qone npuema npenapamos, COOePHCAUUX ICMPO2EHbl (8KAIOYASL KOMOUHUPOBAHHbIE Npenapamol)
[127]. Heobxooumo samenums npenapam, cooepiicawjuii 3CmMpoceH, HA Npenapam, CoOepHCaujull
npocecmaeen [90,127,144,146].

° Bcem mammentam ¢ HAO pexkoMeHayeTrcsi MpOBEAECHUE BAaKIIMHALIMK B COOTBETCTBHH C

HarnmonaneHbeiM KaneHnapeMm NpopuiIakTHUYECKUX MPUBUBOK ISl MPOMUIAKTUKY BaKIMHOYIIPABISAEMBIX

unbexwmii [1].



YpoBeHb yoeaureabHocTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH J0KA3aATEJbCTB 5)

®Bcem nammenram ¢ HAO pexkoMmeHyeTcss IpOBEACHUE BaKIMHAIMK OT Teratuta B s CHUKEHUS
pUCKa 3apakeHUs OJTHUMH 3a00JICBaHUSMH B pe3yJbTaTe TPAHCMHUCCHH JTHUX WHOEKIHA C
mpenaparamMu KpoBH (B 0COOEHHOCTH CBEXe3aMOPOKEHHOM I1a3mbl) [1].

YpoBeHb yoeauteabHocTH pekoMenaaiuii C (YpoBeHb J0CTOBEPHOCTH J0KA3aATEJbCTB 5)
6. Opraﬂmaunﬂ OKa3aHusA MeIlI/IIII/IHCKOﬁ IMoOMOIIIn

1. [MarmenTam ¢ penuauBupyrommMu AO, B 3aBUCHIMOCTH OT HEOOXOJUMOCTH, MOKET OBITh
OKa3aHa MEIUIIMHCKAas TIOMOIIb JIF0OOro BHIA, YCIOBUS, (OPMBI, MPEAyCMOTPEHHBIX
3akoHoJiaTenbcTBOM Poccuiickoit denepanum.
2. Bce manmentsr ¢ peruauupyronmmmMua AO TOJDKHBI OBITh TPOKOHCYIBTHPOBAHBI BPAYOM-
AJJIEProJIOTOM-HMMYHOJIOTOM.

3. Ilocrne mocTaHOBKM AMAarHO3a MalyeHT:
o JloykeH mosryduTh nacnopt 6osbHoro HacieactseHusiM AO (Tlpunoxenue B-2);
. JlomkeH OBITh BHECEH B perucTp peakux (opdanHbix) 3a0oneBannii Mun3apasa PO.

3. TlammeHT ¢ ycTaHOBIEHHBIM quarao3oM HAO moimkeH HaXOAUTHCS HA TUCTIAHCEPHOM HAOJIOICHUH
Bpaya-crernuanycra (mpeanoyTuTelbHas y Bpada-aljieprojora-iMMYHOJIOTa, a IPU €T0 OTCYTCTBUU
y Bpaua Jpyrou CrenuaibHOCTH) IO MECTY KHUTEIbCTBA U SIBIATHCS AJSl KOHTPOJIs Tepanuu 1 pa3 B
3 mecsma. [Ipu KOHTPOJILHOM TIOCEIICHUH Bpada JIOJDKHBI OBITH 3aperHCTPUPOBAHBI JIOKATH3AIIHS,
9acToTa W TSDKECTh CHUMIITOMOB, YacTOTa HCIIOJB30BaHUS W A((OEKTHBHOCTh TEparu| s
KYITUPOBAHUS OCTPBIX NPHUCTYNOB. HeoOXoauMo mpoBecTH OOIMIMA OCMOTP M COOTBETCTBYIOIIEE
nabopaTtopHoe o0cieI0OBaHHeE.

4. B cootBetrctBuu ¢ [locranoBnenuem [IpaBurenscrea P® ot 26.04.2012 N 403 "O nopsinke BeaeHUs
denepalbHOTO  peTHCTpa  JIMI,  CTPAJAIOIIMX  JKU3HEYTPOXKAIONUMU W XPOHHYECKUMU
MIPOrPECCUPYIOIUMHU  pPeIKUMH (OppaHHBIMU) 3a00JEBAaHUSAMHU, NPUBOAIIMMU K COKPALLEHHUIO
MPOJOJKUTENFHOCTU JKU3HHU TPaKJIaH WM UX HWHBAIMTHOCTH, U €r0 PErHOHAIbHOIO CerMeHTa"
(Bmecte ¢ "[lpaBmnamu Benenus deaepanbHOrO PErUCTPa JIUIL, CTPATAIONINX KU3HEYTPOKAIOIUMU
U XpPOHMYECKHMH MPOTPECCUPYIOMMMU peAKUMHU (opdhaHHBIMU) 3a00JI€BaHUSMH, TPUBOAAIIUMH K
COKPAIICHUIO TPOJAODKATEIIBHOCTH JKU3HH TPAKIAH WU X WHBAIHIHOCTH, U €r0 PETHOHAIBHOTO
cerMeHTa") TAaIMEeHTHl (BKJIIOYas MAIMEHTOB 0€3 KIMHWYECKUX TMPOSIBICHUN) JOJDKHBI OBITh
obecriedyeH mpemnaparaMu s TOPOPWIAKTHKH W TpenaparaMd s KYNHPOBAHHUS OCTPBIX
cocTosiHui. Y marnuenTa ( B TOM 4HCIIe y ManueHTa 0e3 KinHndeckux npossiacauii HAO) Ha pykax
BCer/la JOHKHO OBITh Ipernaparhl A KyMUpOBaHUS HE MEHEE 4YeM JIByX aTak: HKaTHOaHT WU
unruburopa Cl-screpas3sl uyenoBeka u3 pacuera 20 ME/kr maccel tena. Ilpu ucnonb3oBaHuU
MpermapaToB MAaIlMEHT JOJKEH OBITh MM BHOBb oOecmiedeH. [lammeHThl MOMKHBI OBITH OOY4YCHBI

TEXHUKE BBCACHUA IIPCIIapaToB.



[TaruenTamM ¢ yCTaHOBJIEHHBIM JAMAarHO30M JOJDKHBI OBITH BBEACHBI IpernapaThl A KyMHPOBAHHS
xusHeyrpoxkatonmx AO (Mkarubant wim uarudburop Cl-3cTepasbl 4enoBeKa), KOTOPhIE MPEI0CTaBHII
CaM ManUCHT B CJIydac OTCYTCTBHA 3TUX IIPLCIIApaTOB B MCAUIIMHCKOM YUYPCIKIACHUU.

6.1 Ioxa3auus K MJIAHOBOM rOCHUTAJIN3AIUHA

[Tpu Hea(pPeKTUBHOCTH TPOBOIMMOM TepaIliu, MakeHTaM ¢ TshkesbiM TeuenneM HAO nokaszana
rOCTIUTANIA3AIMS B CTALIMOHAD JIJIs1 KOPPEKIMU TAKTUKHU JICUCHUsI U ONIPEACIICHUS] MHAUBUAYaJIbHOM 035l

6.2 Iloka3zanus K JKCTPEHHOM roOCIUTAJIN3ANMH

1) Hannune npru3HakoB KOMIIPECCUU JIbIXaTEIbHBIX MTyTEH;
2) Tsoxenas abnoMuHaIbHAs aTaka;
3) OTtcyTcTBUE WM HEAOCTATOUHbIN A (deKT amOy1aTopHOro JieueHus npu Tsixesnom AO uinu

AO xu3HEYyrpoXKaroIen JoKaln3alni.

6.3 [loka3anus K BbINNCKE NAMEHTA U3 CTALIMOHAPA

1) Kynuposanue AO,;

2) [Ton6op agexBaTHOI 3(h(HEeKTUBHOMN Tepanuu

7. lonoqHuTebHas uH@opmanus, (B ToM 4yuciae GakTopbl, BIUAIONIAE HA HCXO/

3200/1eBAHUA WIH COCTOSTHMS)

7.1 Ilporuo3

. AO ropranu npu HeOKa3aHUU CBOEBPEMEHHOH U aJieKBaTHOM Tepanuu QartajieH.
. ITporuo3 61aronpusATHBIN MU aAEKBAaTHOM MMOKU3HEHHOH Teparnuu.

7.2 bepeMeHHOCTh M POAbI.

bepemennocms  nenpedckazyemo 6nusem Ha meueHue 3a00N€6aAHUA U MOJMCEM CMASUAMD,
ymajcenamy UlU He O0KA3bleamb HUKo2o0 8osoeticmeus. Kpome moco, meuenue npeovioyujeri
bepemeHHOCMU He NO360Jsem NPOSHO3UPo8ams meueHue ciedyrowet [1,127,144].

. bepemennsiM xenmuHam ¢ HAO | u Il Tunma pexkomeHayercsi COBMECTHOE BeJIEHUE

OepeMeHHOCTH 1o HaONIOJIEHWeM Bpada-ajuleprojora-iMMYHOJIOTa W Bpada-akyliepa-

THHEKOJIOTa JIJIsl CHYDKEHHUSI PUCKA OCTIOXKHEHHH [1].

YpoBensb yoenuteabHocTH pekomMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEILCTB 5)

o bepemennbiM u kopmsmuM sxeHmHaM ¢ HAO | u |l Tuna pexkomeHyeTcst HCIoIb30BaHKe

unrudutopa Cl-3crepassl uenoBeka st kynuposanus AO [1,144].

YpoBeHnb yoenuteqbHocTH pexkoMenaanuii C (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB 5)

. bepemennnix xeHmuH ¢ HAO | u |l Tuna pekomenayercs odecneunts uHruoutopom Cl-

acTepasbl Uit panHero KynupoBanus AO u npenoTBpaineHus garanpHoro ncxoxaa [1,144].

YpoBenb yoenuTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH I0KA3aTENLCTB 5)



o bepemennpiM keHmuHaMm ¢ HAO | u |l Tuma pekomeHmyeTcs HCIOIb30BaHKE
CBEXKE3aMOPOKEHHOM Ta3mbl ajsi KynupoBaHus AO W U1l KpaTKOCPOYHOH MPO(UIAKTUKH B
ciyuae oTcyTcTBus uaruouropa Cl-screpassi [1,144].

YpoBenb yoenureabHocTH pekoMenanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB 5)

o bepemennsiM u kopmsiiuM xkeHimuHaM ¢ HAO | u |l Tuna pexomenayercs uCnoab30BaHUE
unruoutopa Cl-3cTepassl yesoBeka sl KparkocpouHoit npodunaktuku AO [144].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTBS)

) bepemennpiM u kopmsammMm keHmuHaM ¢ HAO | w |l Ttuma mpm HeoOXomumocTH
JONTOCPOYHON MPOQPHUIAKTUKH PEKOMEHIYeTCs Hcmonb3oBaHue #unruouropa Cl-sctepasbl
yenoBeka [1,144,147,148].

YpoBeHb y6eauTeIbHOCTH peKoMeHJanui C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTe/IbCTB
4)

KommenTapuu: uneubumop Cl-scmepassl uenoseka Haubonee 6€30nachbwlil npenapan, Komopbiii
Modcem Oblmb UCNONB308AH Y DepeMeHHbIX U Kopmawux scenujun [149].

o bepemennsiM u kopmsimum xeHmuHaM ¢ HAO | u |l Tuna npu HeTsDKENIoM Te4YeHUu U
XOpOIIeH TEPEHOCHUMOCTH PEKOMEHIYETCS HCIIOIh30BAHUE TPAHEKCAMOBOM KHCIOTHI™*  iis
J0AroCpoYHOM npodunakTrku [1,144].

YpoBensb yoenuteabHocTH pekoMenanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTeJILCTB 5)

o bepemennbpiM sxkenmuHaM ¢ HAO | u |l Tuma HacTOSTENbHO HE PEKOMEHAYETCS
MCII0JIb30BaHUE #1aHa30J1a I JOJATOCPOYHOM U KpaTKocpouHoi npodunaktuku [1,144].
YpoBenb yoenuteabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J10KA3aTeJILCTB 5)
Kommenrapuu: #oanaszon kamezopuuecku sanpewjeH O01i UCHONb308AHUS )Y OEPEeMEHHbIX U
KOPMAWUX HCEHWUH HA 8eCb Nepuod bepeMeHHOCmU U 1aKmayuu, max Kak #0anason npoHuxaem
u uepez nnayewmy, u 6 2pyoHoe moaoko. K ux nobounvim s¢ghexmam ommuocames
MACKYIUHU3AYUS N100A HCEHCKO20 NOJA, NAAYEHMAPHASl HeOOCMAMOYHOCIb U 3A0epHCKA poCcma
nnooa. Ecmu nayuenmxa ¢ HAO, nonyuarowas 6 xavecmee 0a3ucHou mepanuu #Hoaumasor,
nianupyem depemeHHOCmyb, HeobX00UMo 3apanee nodoopams Opy2yr cmpameuro 00aA20CPOUHOU
npogunaxmuxu [1,144].

o bepemennsiM mamuentkam ¢ HAO | wu Il Tunma pexkomenayercss MNpPOBOIUTH
poJOpa3pelIeHne B CTAallMOHApe i O0ECIeUeHHUsl IOJHOLEHHOTO KOHTPOJSI 32 COCTOSHHUEM
marepu u iona [1,144].

YpoBenb yoenuteabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB 5)
KommenTapum: memoo podopaspewienus onpedensemcs no akyuwepckum nokazanusim.[140]

o bepemennsiM ¢ HAO | u |l Tuna pekomenayercsi 00ecneyuTb JAOCTYIHOCTh MHTHOUTOpA
Cl-acTepas3sl B KOIMYECTBE 7Sl KYMUPOBAaHUsS HE MEHEe, YeM JByX aTak Ha BeCh MEPUOJ POJIOB

JUTSL €70 HEMEJIEHHOTO BBEJICHUS TP Pa3BUTHH ocTporo npucrtyna [1,144].



YpoBeHb yoeaureabHocTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH J0KA3aTEJbCTB 5)

o [lepen HeocnoxHEHHBIMM ecTecTBEHHbIMU ponamu nanueHtkam ¢ HAO | u Il tuna ne
PEKOMEHIyeTCsl HCITOb30BaHKE MPENapaToB i KpaTKOCPOUHOH npoduiakTuky [1].

YpoBeHnb yoenuresnbHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB 5)
Kommenrapuu: xoms uzeecmmno, umo mexanuueckas mpasma u cmpecc npogoyupyiom ocmpule
npucmynul, auws y Hemuo2ux sxcenuun AO paszeusaemcs 60 pemsi podos [127].

[Tarimentkam ¢ HAO | u |l Tuma pekomenayercs BBenenue uHruoutropa Cl-acTepasnl dyemoBeka
nepes poaaMu B TOM Ciy4ae, KOrJa CHUMIOTOMBI 4YacTO BO3HUKAIU B TPEThEM TPUMECTpE
OepeMEeHHOCTH, W €CIM B aHaMHe3€ MAlUEHTKU ecTh yKkazaHus Ha AQO MOJOBBIX OpPraHoB
BCJIE/ICTBUE MEXAHUYECKOM TpaBMBbl, a TAKXKE MEPE] POAOpa3pEIICHUEM IyTEM KecapeBa CEUEeHHUS
[1,144].

YpoBenb yoeautenbHOCTH pekomenaaiuii C (ypoBeHb JJOCTOBEPHOCTH JIOKA3aTEIILCTB D)

KpnTepnn OIICHKHU KadYeCcTBa MeI[I/IIII/IHCKOﬁ oMo

Kputepun oleHKH KadecTBa IEPBUYHONM MEIUKO-CAHUTAPHOW IOMOIMU B3POCIBIM W JETSIM TIpH
HacJaeaCcTBeHHOM anrnooTeke (kozabl mo MKB - 10: D84.1)

Ne i/t

KpI/ITepI/II/I OIICHKHM Ka4yCCTBa OI_ICHKa
BBITIOJIHCHU A

Brinmonnen IpueMm (OCMOTp, KOHCy.TIBTaI_[I/IH) Bpayda-aJljieprojiora-uMMyHOJIOTa
HepBI/I‘IHHﬁ NnanueHTa ¢ MOAO3PCHUEM Ha HAO c o0s13aTenbHbIM I[ /H

a/ner
Ha3sHA4YCHHUECM KOMILICKCA JJIst JUAarHOCTUKH HACJIICACTBCHHOT'O

AHTMOHEBPOTUYECKOr0 OTeKa (J1e()eKTOB CUCTEME KOMITJIEMEHTA)

Beimonnen  mpuem  (OCMOTp,  KOHCYJIbTallMs)  Bpada-aHECTE3HOJIora-
peaHuMaroyiora MEePBUYHBIA W/ MM OCMOTP BpPa4OM CKOPOW MEAMITMHCKON /M
. . | Ha/Her
MOMOIIH  (Bpa4yOM-CIICIIHAIIUCTOM) TIPH OKa3aHUM CKOPOH MEAUITMHCKON

MTOMOIIH (IIPH OTEKE BEPXHUX JIBIXaTEJIbHBIX MTyTe)

Brinonnen npueM (0cMOTp, KOHCYIIbTAllMS) Bpaua-Xupypra/Bpada-aeTcKoro
XHpypra TpH BbIpaKEHHOW a0JJOMHHAIBbHOW atake u oTcyTcTBUH 3ddekra ot | la/Her
WCII0JIb30BaHUs MIpenapaToB Juisl KynupoBaHus atak nmpu HAO

[IpoBenena tepanus nkaTuo6aHToOM /vy uHruOuTOopoM Cl-3cTepassl
YeJIOBEKA MIIM CBEXE3aMOPOKEHHOH TI1a3MOM (U OTCYTCTBHM JJAHHBIX
MPENapaToB U NPU OTCYTCTBUH MEAMLIMHCKUX MPOTUBOMOKA3aHUMN) MAIIUEHTY Jla/Her
ycraHoBleHHbIM quartHo3oM HAO npu AO, cnocoOHOM MPHUBECTH K
acuxcun, abJoMuHaNBHON aTake U nepudepudeckoM AQO, CONPSIKEHHBIMU C

PHUCKOM pa3BUTHSI OCIOXKHEHHM

Hasnauena kparkocpouHas npoduiaktaka nHruoutopoM Cl-3crepass
YeNIOBEKa WIIH CBEKE3aMOPOKECHHOHN TUTa3MOM, WK JaHA30JI0M (TIpH Tla/Her
HacieacTBeHHOM aHTrroTeke | u || TumoB (B TOM 4ucCiie Ha JOKIMHUYCEKOM
CTaJIAN), PU XUPYPIHUECKOM BMEIIATEIHCTBE MIIH MHBIX HHBA3UBHBIX




MEIUIMHCKUX BMEIIATENbCTBAX U IIPU OTCYTCTBUU MEAUIIMHCKUX
IIPOTUBOIOKAa3aHUI ) MALIMEHTY YCTaHOBJIEHHbIM auarHo3oM HAO

6 IManuent ¢ HAO (B TOM 4mcIie Ha JOKJIMHUYCCKOM CTaaum) ObLT 00CCIICUCH
npenaparamu i KyIMpOBaHUs HE MEHEe, YeM ABYX aTak: ukarubant u/wiam | la/Her
uaruouTop Cl-3cTepassl yenoBeka

7 [Tanmentka ¢ HAO Ha nepuor 6epeMeHHOCTH U POJIOB OblIa obecrieueHa

Ia/Her
uaruouropom Cl-3cTepasbl yemoBeka

8 [Tanenty ¢ HAO, nonyyaromemy tepanuto uaruouropamu AllD,
aHTOTOHMCTaMH PELENITOPOB aHrnoTeH3uHa ||, sacTporen-conepxamumu Ja/Het
BBINOJIHEHA OTMEHA 3TUX IIPENapaToB

9 [Tarment ¢ AO B o0nacTu ropTaHy MPU HAPACTAHUH OTEKA WU
Hen(d(HEeKTUBHOCTH MPOBOIMMOM Tepaniy roCUTAIU3UPOBAH B OTJEICHUE Ja/Her
OTOPUHOJIAPUHTOJIOTHH UM PEAHUMAIIMOHHOE OTAeNICHUE

10 [TanmeHTy BBHINOIHEHO ONpe/Ie/ICHHe OCHOBHBIX TPYIIT KPOBH 110 CUCTEME
ABO u onpenenenue anturena D cuctemsl Pesyc (pe3yc-dakrop) (npu Ha/Het
JTMArHOCTHUKE)

Kpurepun oreHKH KadecTBa CHEHMATU3UPOBAHHON MEIUIIMHCKON MOMOIIN B3POCIBIM U JI€TSAM IPU
HacJeacTBeHHOM anrnooteke (kozabl mo MKB - 10: D84.1)

Ne n/m | Kputepuu onieHku kauecTna Onenka
BBITTOJTHEHUS
1 BrimonHen npuem (ocMOTp, KOHCYJIbTAIUS ) Bpaua-ajuieprojora-iMMYHOJIOTa Ja/H
. a/Her
MIEPBUYHBII
2 BrimonHen npuem (0cMOTp, KOHCYJIbTAIUS) Bpaua-OTOPHHOIAPUHIOJIOTA WIIH
Bpava-aHEeCTEe3n0JIOTa-peaHnMaTosora (IIPH OTEKE BEPXHUX JBIXaTEITHHBIX Ha/Her
myTei)
3 BrimonHen npuem (0cMOTp, KOHCYIIBTAITUS) Bpadya-Xupypra/Bpada-aeTCKoro /H
. . a/Her
xupypra (IpH BeIpaXXKeHHOI a0JJOMUHAJIBLHON aTake)
4 [IpoBenena tepanus nkaTno6aHToM u/mim uHruouTopoM Cl-3cTepassl
YeJloBeKa WM CBEXKE3aMOPOKEHHOM TU1a3MoH (TIpU OTCYTCTBUH JTAHHBIX
npenaparoB) He o3aHee 30 MUH OT MOMEHTA TOCTIUTAIU3AINH MalkeHTa (B Ha/Her
3aBHUCHUMOCTH OT MEJIMIIMHCKHUX MOKa3aHUI U MPU OTCYTCTBUU MEAUIIMHCKUX
MIPOTHBOTIOKA3AHHM )
5 BrinonHeHa KOHUKOTOMUS WJIM HAJIOKEHHE TPaXeoCTOMBI WJIM UHTYOALUS
Tpaxeu MPpHU YyrpoKaAOUIEH KU3HU KOMIIPECCUHU JIbIXaTEIbHBIX MyTEH U IPU Ha/Her

Hed(PPEKTUBHOCTH JICKAPCTBEHHOM Teparuu




[TpoBenena kparkocpouHas npodunaktuka uaruouTopom Cl-3cTepasbl
YeJIOBEKa WM CBEXXE3aMOPOKEHHOM TJIa3MOM MJIM 1aHA30JI0M Tepes]
XUPYPrUUE€CKUM BMEIIATEIHLCTBOM MM MHOM MHBA3UBHOM MEIUIIMHCKOM
BMeIlIaTeIbCTBE (MIPU HaciencTBeHHOM anruoteke | u |l Tunos B Tom umciie
MarueHTaM Ha JOKJIMHUYCEKOW CTaauu)

JNla/Her

[Mammmenty ¢ HAO, nonyvaromemy tepanuto uaruouropamu AllD,
aHTarOHUCTaMHU PELIENTOPOB aHTHOTEH3UHA ||, 3cTporeH-coaepxamumu
BBINOJIHEHA OTMEHA 3TUX IIPENapaToB

Jla/Her

[Tposeneno Y3U u/unu KT opranoB OprONIHO# MOJIOCTH MAMEHTY TPU
abJJOMUHAJIBHON aTake U OTCYTCTBUM 3(h(eKTa OT MPOBOAUMOI Teparnuu
npernaparamu Juis KyIUpOBaHUs OTEKOB.
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Ipunoxenne A 1 CocraB pabGoueii rpynnbl no pa3spadoTke H IepecMOTpy

KJIMHUYECKHUX PeKOMEeHIalui

Yensl paboyeli IPYIIILL:

1. brnusnenr Enena AnekcanapoBHa — cTapmuii Hay4yHbIH coTpyAaHHMK Jjaboparopun JIHK-
muarHoctukn GI'BHY «Menuko-renetudecknii HaydHbld LEeHTp MMeHM akagemuka H.II. boukoBay;

2. BukropoBa Exarepuna AHapeeBHa — 3amecTUTeNb riaBHoro Bpada, ®I'bY «HMUILL AI'OUN um.

Jmutpust PoraueBay M3 P®, Bpau uMMyHOJI0T-aJ11€proJjior, neguaTp

3. Bumnesa Enena AnekcanapoBHa — a.M.H., npodeccop PAH, 3amectutens pykoBOAHWTENS IO
Hayke HUW nemmarpum wu oxpanbl 3mopoBbsi jgereii HKL[ Ne2 (ILIKb PAH) ®I'BHY «PHIX
uMm.akaja.b.B.IletpoBckoro», mnpodeccop kadeapsl (PakymbTETCKOW MNeauaTpuud MEAUATPHUECKOTrO

¢dakynbrera ®I'BOY BO «PHUMY um. H.U. ITuporosa» Munsapasa Poccuu.

4. JlxobaBa Onuco MypmaHOBHAa - JA.M.H., Hpodeccop, wWieH AcCOLMAUM T'MHEKOJIOIoB —
SHIOKpHHOJIOTOB Poccun, Acconmanuu «KBaHTOBass meaunuHa», Poccuiickol acconuanuy aKymepoB-

THHCKOJIOI'OB, Bpa4 aKylICpP-TUHCKOJIOT

5. Nnenna Haranes HMBanoBHa — BuuE-TIpe3uAeHT PoccHiICKON accolManu ajieproyioroB U
KIMHU4Yeckux ummyHojoroB (PAAKW), n.m.H., mpodeccop, 3amecturens nupekropa OI'BY «'HIL

Wuctutyt ummyHnonorun» ®MBA Poccun o kiMHU4eckoil paboTe — ri1aBHbIN Bpad.

6. Ky3bmenko Haranes bopucoBHa — 3aB. OT/I. SIUAEMHUOIOTMH 1 MOHUTOPUHIAa UMMYHOE(UIIUTOB

OI'BY «HMUILL AT'OU um. Amutpusi Porauesay M3 PO, k.M.H., Bpau ajuieprojor-uMMYHOJIOT, TIEAUATP

7. JlatpimieBa Enena  AnekcaHIpoBHa — — BEAYIIMA  HAY4YHBIM  COTPYOHUK  OTIEICHUS
nmmyHonatosoruu B3pocibix OI'BY «'HII Uucturyr nmmynonorun» ®MBA Poccun, 1.M.H., TOLEHT

kadenpel Knuanueckas ummynonoruu gaxkyiasrera Mb® 'OY BIIO PHUMY uwm. ITuporosa.

8. JlateimieBa  TaTthsina  BacunbeBHa  — I.M.H., ipodeccop  kadempsl  KIMHHYECKOMH
amuepronorud 1 ummyHosnorun OITJIO MI'MCY, 3aBenyromuii OTAEICHUEM UMMYHOIIATOJIOT A

B3pocaeix PI'BY «I'HIl MuctutyT nMmmyHonorum» ®MBA Poccun.

9. Manro Mpuna AnekcaHapoBHA — HAYUHBIH COTPYJHHUK OTAEJICHHUS WMMYHOIATOJIOTHH B3POCIBIX

OI'BY «I'HIl UncTuTyT mtMMmyHosnorun» ®MBA Poccun.

10.  HamazoBa-bapanoBa Jleitna CeiimypoBHa - akagemuk PAH, mpodeccop, A.M.H., Npe3uIeHT
Hcnonkoma Coro3a nemuarpoB Poccnu; nact-npesuaear EPA/UNEPSA,; pykosoaurens HUW neaunatpun
u oxpanbsl 3m0poBbst gereii HKI[ Ne2 (IIKb PAH) ®I'BHY «PHIIX wum.akan.b.B.IletpoBckoroy,

3aBenyromas kadenpoit (¢akyabTeTCKOH nenuatpuu mnexuarpuueckoro (akynsrera OI'BOY BO



«PHUMY um. H.U. ITuporoBa» MunznpaBa Poccuu, riiaBHbII BHEIITATHBIA JETCKUM CIEIUATUCT IO

npodunakTnyeckoil Mmegunmuae Munsapasa Poccun.

11.  HenameBa Haranps MuxaiinoBHa - 1.M.H., ipodeccop kadeapbl KIMHUYECKON aIeprojoruu H
ummyHosaorun PMAHIIO.
12. Ilamnypa Anekcanznp HukomaeBu4 — pyKOBOIMTENb OTAENA AIEProJIOIMU M KIMHUYECKOH

ummyHosiorun OCIT «<HUKUW neauatpum umenn akanemuka HO.E. Benprumesa ®I'bOY BO PHUMY

uM. H.W. [TuporoBa Munzapasa P®, 1.Mm.H., mpodeccop.

13.  TlomsxoB Anekcanap BmagumupoBud — 3aBemyrommii taboparopueit JJHK-muarnoctuku ®I'BHY
«MenuKko-reHeTHYeCKH HayYHBIH IeHTp uMeHu akanemuka H.IT. BoukoBa»; 1.0.H., mpod., di.-Kopp.

PAH.

14. CenumizsnoBa Jlumus PoOGeproBHa - K.M.H., 3aBeIyIOIlas OTIAEIOM CTaHAAPTU3ALMU U OCHOB
nokaszarenbHoi Meauuuasl HUW nenuatpuun u oxpansl 310poBbs aereit HKI] Ne2 (IIKb PAH) ®I'BHY
«PHIX wum.akazn.b.B.IletpoBckoro», moueHT kadenpsl neauatpuu U neTckor peBmatoiorun OIAOY

«ITepoiit MI'MY um. .M. CeuenoBa» Munsapasa Poccuu (CedeHOBCKUIT Y HUBEPCHUTET)

15. [Mepbuna Anna IOpbeBHa - 1. M. H., mpodeccop, 3amecTutenb aupekTopa WHcTUTyTa
reMaTOoJIOTMH, UMMYHOJIOTUH U KJIeTOUHbIX TexHojorud ®I'bY «HMULL AI'OU um. Imutpus Porauesay
M3 PO, 3aBeayromas otaeneHueM kKinHudeckod mMmyHosnoruu OI'BY «HMUL AT'OU um. Imutpus

Porauesa» M3 PO.

16. ®omuna [lapes CepreeBHa -K.M.H., JIOIEHT, PYKOBOAUTEIb MOCKOBCKOTO TOPOJCKOTO IEHTpa
aiieprosiorun U ummynosorun JI3M, I'BY3 «I'Kb 52 JI3M», noueHT kadeapsl KIMHUYECKOM
ammeprosorun 1 uMMyHosoruu «Ilepseiii MI'MVY wum. N.M. CeuenoBa» MunsapaBa Poccun

(CeueHoBCcKkMIT YHUBEPCUTET)

Ipuioxkenne A2 MeTom0s10rusi pa3padoTKu KJIMHUYECKUX PeKOMEH 1A

IleeBast ayauTopus JAHHBIX KIMHHYECKUX PEKOMEH AN

1. Bpay-aKyuiep-ruHeKoJIor;

Bpay-aJuIeproyor-uMMyHOJIOT;
Bpay-aHeCTEe3U0JI0r-PEaHUMATOJIOT;
Bpay-racTpO3IHTEPOIIOT;

Bpauy-reHETHUK;

Bpay-JepMaTOBEHEPOJIOT;

Bpay-IETCKUN XUPYPT;
Bpau-1ab0paTOPHBIN T€HETHK;
Bpay-HEOHATOJIOT;

Bpau o01Ieil MpakTHKH (CeMEUHBIN Bpay);
Bpay-OpTOJIOHT;
Bpa4-0TOPUHOJIAPUHIOJIOT;
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13.  Bpau-megumartp;
14.  Bpau-meamatp ropojackoi (paiOHHBIN);

15.  Bpau-meguaTp y4acCTKOBBIN;

16.  Bpau-TUIACTHYECKHUI XUPYPT;

17. Bpad 10 TUTHEHE JIETEH U MOAPOCTKOB;
18.  Bpau mo rurHeHe TPyaa;

19.  Bpau mo oO1Iel TurueHe;

20.  Bpad MpPHEMHOTO OT/ICJICHHUS,

21. Bpay CKOPOW METUITMHCKOMW MTOMOIITH;
22.  Bpad-CTOMATOJIOT;

23. Bpa4-CTOMATOJIOT JACTCKHU;

24.  Bpad-CTOMATOJIOT-OPTOME;

25.  Bpad-CTOMATOJIOT-TEPaIEeBT;

26.  Bpa4-CTOMATOJIOT-XHPYPT;

27.  Bpau-TeparmeBT;

28.  Bpau-TepameBT MMOAPOCTKOBBIN;

29.  Bpau-TepareBT yYaCTKOBBI;

30.  Bpau-TepameBT yYACTKOBBII IIEXOBOTO BPAau€OHOTO YUaCTKa;
31.  Bpau-Tpancdysuoior;

32.  Bpad QyHKIMOHAILHOW TUATHOCTHKU;
33.  Bpau-XHpypr;

34.  Bpad-4eIIOCTHO-JUIEBON XUPYPT;

35. Bpa4-3H]IOCKOIHUCT;

36.  crapmmii Bpad CTaHIIUH (OTIENICHHS ) CKOPOH MEIUIIMHCKONW TOMOIIIH;

MeT01010THS PA3PA0OTKH KIHHUYECKUX PEeKOMEHIANMIA

2 wieHa pabouedr rpymmel (JlateimeBa Enena AnexkcangpoBHa u Manto HpuHa AsiekcaHapoBHA)
HE3aBUCHMO JAPYT OT ApYyTa BBHIIOIHSUIN CUCTEMAaTHUECKUI MOUCK M 0TOOp MyOiIMKanuii He3aBUCUMO JIPYT
or apyra c¢ 01.08.2019 mno 23.09.2019. Ilouck mpoBomwics B  HOUCKOBO# cucteme PubMed

(http://www.ncbi.nlm.nih.gov/pubmed/), Kokpanosckoit oubmuorexe (http://www.cochranelibrary.com/),

Hay4yHOW dsekTpoHHoi OuoOimoreke eLIBRARY.ru (http://elibrary.ru/defaultx.asp), ©a3e maHHBIX

EMBASE (https://www.elsevier.com/solutions/embase biomedical research), a taxxe mo peructpam

KIMHWYeCKHUX  ucnbiTanuid:  https://clinicaltrials.gov/ wu  https://www.clinicaltrialsregister.eu/ctr

search/search. Beuto Haitneno 250 myOnukarmii, 1 U3 HuX ObUTO 0TOOpano 110 myOnukanuii. B ciydae
BO3HUKHOBEHHUS pasHOIIacuil mpu ordope mNyOnMKalUu MNPUBIEKAINCh OCTAJbHBIE YJIeHBbl paboueit
rpynnel. Ha ocHoBaHMHM OTOOpaHHBIX MyOnuKanuié o0a »JKCIepra HE3aBHCHUMO JAPYyr OT Jpyra
chopMyIIUPOBAI TE3UC-PEKOMEHIAIIUU, KOTOphIe OBLIHM OIEHEHBI C MOMOIIBI0 IIKAJI OIEHKA YPOBHE
JOCTOBEPHOCTH  JIOKA3aTeJIbCTB W  METOJOB JUArHOCTHKH, OIICHKH YPOBHEHW JOCTOBEPHOCTH
nokazarenbetB (Y1) mist MeTonoB mpodUIaKTHKY, JIeUeHUs W peadbunuranuu (mpodHriakTHIeCKuX,
JeueOHbIX, peadMINTAIIMOHHBIX BMEIIATENILCTB), OLEHKH YPOBHEH yOeAUTENbHOCTH pEKOMEHIAlni
(YYP) nns meronoB npodMIaKTUKW, AMATHOCTHKH, JICUEHHUS M peabuiurtanuu (MpopuIaKTUYECKUX,
JTUArHOCTUYECKHX, JICUCOHBIX, peaOMIuTalMoOHHBIX BMemarenabeTB). ([Ipunoxenue 1, [lpunoxkenue 2,
[Mpunoxenne 3) B manpHeiiieM Kaxaas TE3UC-pEKOMEHIANNs Oblia THIATEIBHO O0OCYXIeHa Ha 00IeM

coOpanuu paboueil rpynIbl, BO BCEX CIy4asX pa3HOriaacus ObUI JOCTUTHYT KOHCEHCYC.


http://www.ncbi.nlm.nih.gov/pubmed/
http://www.cochranelibrary.com/
http://elibrary.ru/defaultx.asp
https://clinicaltrials.gov/

Ipunoxenne 1. Illkama omneHKkH ypoBHEH gocToBepHOCTH jokaszarenbctB (Y1) nmns mertomos

JIMarHOCTUKH (UarHOCTUYECKUX BMEIIATEIIHCTB)

YA | PacummdpoBka

1 Cucrematuueckre 0030pbl HUCCIIEJOBAaHMM C KOHTpOJIeM pedepeHCHbIM METOAOM  HIIU
CUCTEeMAaTUYECKUN 0030p PaHIOMH3UPOBAHHBIX KIMHUYECKHUX MCCIEIOBAHUN C MPUMEHEHHUEM
MeTa-aHajan3a

2 OtaenbHBIC  HCCICNOBAHUS C  KOHTPOJEM pedepeHCHBIM METOJAOM WM OTACIbHBIC
PaHIOMU3UPOBAHHBIE KIMHUYECKUE MCCIIECIOBAHUSA U CHCTEMAaTHYECKHE 0030phI MCCIIEAOBAHUI
ar000ro Au3aiiHa, 3a WCKIIOYCHHEM PAaHIOMHU3WPOBAHHBIX KIMHHUYECKHX HCCICJIOBAaHUH, C
NPUMEHEHUEM MeTa-aHaan3a

3 HccnenoBanus 6e3 MocieqoBaTeIbHOr0 KOHTPOISE peepeHCHBIM METOAOM HIIM MCCIIEIOBAHUS C
pedepeHCHBIM METOAOM, HE SBISAIOIIMMCS HE3aBHCHUMBIM OT HCCIEAYEeMOro MeToja WU
HCPaAaHAOMU3ZHUPOBAHHBIC CPABHUTCIILHBIC UCCIICIOBAaHNA, B TOM YUCJIC KOTOPTHBIC UCCIICAOBAHUA

4 HeCpaBHI/ITeJ'II)Hble HCCIICO0BaHUA, OITMCAHNEC KIIMHUYECKOTO ClIy4das

5 Nmeetcs nunib 000CHOBaHME MEXaHU3Ma JACHCTBUS UM MHEHHE SKCIIEPTOB

Mpuaoxenne 2. Illkana oueHkHW ypoBHeH mocToBepHOCTH nokazarensctB (YJ]) ams meromos

npoUIakTUKy, JiedeHuss W peadmiutauuu (MpopUIaKTUYECKUX, JIeYeOHbIX, peadMINTAalMOHHbIX

BMELIATENIbCTB)
YAA | Pacuunpposka
1 Cucrematnueckuit 0630p PKU ¢ npumeHenneM meTa-aHanusa

2 Otnenpapie PKU u  cuctematmdeckue o0030phI  HMCCIIENOBaHMM JIOOOTO W3aifHa, 3a
uckmouenrem PKU, ¢ mpuMeHeHneM MeTa-aHamn3a

3 HepaHI[OMI/ISI/IpOBaHHI)Ie CpaBHHTeHBHBIe ucciacaoBaHus, B T.4. KOFOpTHI)Ie HNCCIICO0OBAHUA

4 HecpaBHuTenbHble HCCIEIOBaHUs, OMHCAHWE KIMHUYECKOTO clydass WM CEpUU CIIydaes,
WCCIICIOBAHMSI «CITYJYaii-KOHTPOJIb

5 Nmeercs nuimb 00OCHOBaHHME MEXaHM3Ma JCHCTBUS BMEHIATEIBCTBA  (JOKIMHUYCCKHE

HCCJIEIOBAHMSI) I MHEHHE HKCIIEPTOB

Ipunoxenne 3. Illkama omeHku ypoBHeW yoOeautenbHOCTH pekomeHparui (YYP) nmns mertomos
NpOPUIAKTAKHN, TUATHOCTUKH, JICYCHUS M peadmnmuTanuu (MpOoPUIAKTUYECKUX, ITUArHOCTHYECCKUX,

JeueOHbIX, peaOuIMTAIMOHHBIX BMELIATEIbCTB)




YVYP Pacummgposka

A CunbHas pexoMmeHgauus (Bce paccMaTpuBaeMble KpUTepHH 3(PQEeKTHBHOCTH (MCXOJIBI)
SBJISIIOTCS. B)KHBIMH, BCE HCCICJOBAaHHMS MMEIOT BBICOKOE WM YJIOBJIETBOPHTEIBHOE
METOJ0JIOTUYECKOE KAayeCTBO, WX BBIBOABI IO HHTEPECYIOMIMM HMCXOAaM SBIISIOTCS
COTJIACOBaHHBIMHU)

B YcnoBHast pekoMeHanus (He BCe paccMaTpuBaeMble Kputepun 3P (HEeKTUBHOCTH (MCXOIbI)
SBJISIFOTCSL BOKHBIMH, HE BCE HMCCIEAOBAaHMS MMEIOT BBICOKOE WJIM YyJIOBJIETBOPHTEIBHOE
METOI0JIOTUYECKOE Ka4eCTBO W/WIIM UX BBIBOJIBI IO HHTEPECYIOIIUM HCX0aM HE SIBIISIOTCS
COTJIaCOBaHHBIMH)

C Crnabast pexkoMeHpanusi (OTCYTCTBHE JIOKA3aTeIbCTB HAJJICXKAIETOo KadecTBa (Bce
paccmaTpuBaeMble KpuTepuu 3(PPEeKTHBHOCTH (MCXOBI) SIBISIOTCS HEBAKHBIMH, BCE
UCCIICIOBAaHMSI HMMEIOT HHU3KOE METOJOJIOTUYECKOEe KAadeCTBO W HMX BBIBOJBI 110
UHTEPECYIOIIMM UCXO0JIaM HE SIBJISIFOTCS COTJIACOBAHHBIMHU )

ITopsinok 00HOBJIEHHS KINHHYECKHX PEKOMEHIALIMIA.

Mexanu3m OOHOBJIEHUS KIMHMYECKHUX PEKOMEHIAMK TNpeIycCMaTpUBAET WX CHUCTEMATHYECKYIO
AKTyaJIM3alMI0 — HE PEKE YEM OJIMH Pa3 B TPU rojia, a TAKKE MPHU MOSIBJIEHUH HOBBIX TAHHBIX C IMO3ULUU
JTOKA3aTeIbHOM MEIUIIMHBI T10 BOIMPOCAM JHArHOCTHUKH, JICUEHUsS, MPOPMIAKTUKH U peadbuIuTanuu
KOHKPETHBIX 3a00JeBaHUil, HAMUYUKU OOOCHOBAHHBIX JOTOJHEHMI/3aMeUaHuil K paHee YTBEP:KIEHHBIM

KP, Ho He yame 1 paza B 6 mecsiues.

Ipuioxkenue A3. CrnpaBouHble MaTepHaJbl, BKIKYasi COOTBETCTBHE MOKA3aHUH K
NPUMEHEHUI0 ¥ NMPOTHBOINOKA3AHUI, CIIOCO0O0B NMPUMEHEHHMs M 103 JIEKAPCTBEHHBIX

CpPeICTB MHCTPYKIMHU MO NPUMEHEHHNIO JIeKAPCTBEHHOI0 Npenapara.

Ipuigoxenue A3.1. CBsi3aHHBbIE JTOKYMEHTDI

1. ®denepanbHblii 3akoH 0T 25.12.2018 Ne 489 489-D3 «O BHeceHuu n3MeHeHui B ctatbio 40
OdenepanpHoro 3akoHa "OO 00s3aTeTbHOM MEAMIIMHCKOM CTpaxoBaHuM B Poccuiickoi
Oenepaunn" u denepanpHbiii 3akoH "OO OCHOBaX OXpaHbl 3/I0pOBbs IpakaaH B Poccuiickoit
®enepanun" Mo BONpocaM KIMHUYECKUX PEKOMEHIAIUAN».

2. Tlpuxaz MunszapaBa Poccum Ne 103n ot 28.02.2019 r. «O0 yTBepkIeHUM MOpsAKAa U CPOKOB
pa3paboTKM KIMHUYECKHMX pEKOMEHJAlMW, WX TepecMoTpa, THUMOBOH (OPMBI KIMHUYECKHX
pEKOMEHIaIMii 1 TpeOOBaHUM K UX CTPYKTYPE, COCTABY M HAYYHOW OOOCHOBAHHOCTH BKJIFOYAEMOU B
KIIMHUYECKHE PEKOMEHIANN HH(POPMAITUN.

3. TIpuxa3z Munznpasa Poccun ot 13.10.2017 N 804n "OO0 yTBep:KIeHHMH HOMEHKJIATYPBl MEAMIIMHCKUX

ycayr".



4. Tlpukaz MunucrepcTBa 3apaBooxpanenus Poccuiickori ®deneparmuu (MunsnpaB Poccum) ot 20

nexabps 2012 r. N 1183u 1. Mocksa "O06 yTBepkaeHnn HomMeHKIIaTypsl TOMKHOCTEH METUIIMHCKUX

pabOTHUKOB U (papmMareBTUUYECKUX paOOTHUKOB".

5. TlocranoBnenue IlpaBurensctBa P® ot 26 ampens 2012 r.

®denepaabHOro

peructpa  Juil,

CTpaIArOIINX

KHU3HCYT'POXKAIOIIUMU u

N 403 "O mnopsizke BeneHHs

XPOHHUYECKUMU

NPOTPECCUPYIOIIMMU  peAKUMH  (OpaHHBIMU) 3a00JIEBaHUSIMH, TPUBOJAIIMMU K COKPALICHUIO

MMPOAOJIKUTCIILHOCTH KU3HU I'paKaH NI UX WHBAJIMJHOCTH, U €CTO PCTUOHAJIBHOI'O cermMeHTa"

6. Ilpuka3z MunucrepcTBa Tpyaa U conuanbHoro passutusi PO ot 27 asrycra 2019 r. Ne 5851 "O

KIacCUPUKALUAX U KPUTEPUSX,

HCIIOJIB3YCMBIX IIpU  OCYHICCTBJIICHUU MEJIMKO-COIMaJIbHOM

OKCIICPTU3BI T'paxKJgaH (1)6I[CpaJII>HI)IMI/I TOCYJAapCTBECHHBIMH YUPCIKACHUAMU MGI[HKO-COHH&JIBHOﬁ

JKcIepTU3sl”

7. Ilpuka3 MuHUCTEPCTBA 3PaBOOXPAHEHUS U COIMANIBHOTO pa3Butus PD ot 16 anpens 2012 r. N 366H

"O6 ytBepxkaenuu llopsaka okazaHus neguaTpuyeckou momouu"

8. Ilpuka3 MunwucrepctBa 3apaBooxpaHerus PO "OO6 yrepxacaun [lopsaka okazaHush MEIUITMHCKON

MOMOIIIM OOJIBHBIM C BPOXKIEHHBIMH U (MJIM) HACIEICTBEHHBIMH 3a0oeBanusMu" ot 15 Hos6ps 2012

r. Ne 9171.

9. TocynmapcTBeHHBIH peecTp JIeKapCTBEHHBIX cpeacTs: https://grls.rosminzdrav.ru

Ipuaoxenne A3.2. [lepconndunpoBaHHbLIN MOAX0 NPH BHIOOPE T0JT0CPOUYHON NPOPHUIAKTHKH

I'pynna IpeanoyrurebHbIN AJIbTepHATHBHBIN He IIpumeyanus
ITanuenTOB npenapar npenapar pa3pelieHHbI’
npenapar
Hetn = Jlananmemyma0 TpanekcamoBas kucnora | Jlanazon Jlananenyma0 c
= Hurudurop Cl1- (MeHee 3 dexTuBHA, #rporecrareHbl 12 ner
3CTpPe3bI IS MOXeET OBbITh TpanekcamoBas
TIOJTKOYKHOTO paccMoTpeHa mpu KHCJIOTA C 3-X JIeT
BBEJICHUSA JIETKOM TE€UEHUN ) #uaruourop Cl-
= #unruburop Cl- 3CcTEpasbl
scTepasbl YeJoBeKa 9enoBeKa ¢ 2-X
JUTSL BHTYPUBEHHOTO ner
BBE/ICHUS WNurudurop Cl-
JcTepasbl
94eTI0BeKa IS
MIOIKOYKHOTO
BBeneHuA ¢ 12 ner
B3pocnsie = Jlanamemymab TpanekcamoBas kuciorta | Jlanazon
JKEHIIWHBI, HE »  #unruodurop Cl1- (meHee 3 dexTrBHA, (MHOXECTBEHHBIC
TUTAHUPYIOIIHE aCTEpasbl YEJIOBEKa | MOXKET OBITh MOoOOYHEIE
OEpEMEHHOCTb, paccMoTpeHa npu a¢dexToI)
He OepeMeHHbIE, JIETKOM TCUCHHH)
HE KOPMSIIIHe #porecrtarcHbl
bepemennsie u #unrnourop C1-3cTepass TpanekcamoBas kuciora | Jlanazon #]lesorecTpen
KOpMSIIIue YeJI0OBEeKa JIJIS TIOAKOXKHOTO (meHee 3 dexTrBHA, #nporecrareHsl paspeiieH
JKCHIIMHBI WK JIJIs1 BHY TPUBEHHOTO MOXET OBITh KOPMSIIIIUM
BBEICHUS paccMoTpeHa mpu KCHIIMHAM C 4-0i
JIETKOM TCUCHHH ) HEJIENH TI0CIe
POJOB



https://grls.rosminzdrav.ru/

Ipunaoxenne A3.3. [IporuBonokazanus U no6ouHbie 3¢ deKThl 0T NpenapaTos Is 0JT0CPOYHON

NpoPUIaAKTHKH.
[Ipenapatsl [IpoTuBOTIOKA3aHMS [To6ounbIe 3 deKThI
sk
Jlananenymad * MoBprmenHas MecmHble peakyuu: oveHb YacTo - 6orb,
1yBCTBUTEJIbHOCTb K | sputema, kpoBonoaTek, AUCKOMAOPT,
kKyya
JlaHazielyMat™y; remaToma, KpoBoTeuveHue, 3y,
o AETCKUH BO3pacT A0 12 JIeT | npunyxnocThb, YNNOTHEHWE, NapecTesns,
[ ] 6epeMeHHOCTb, rnepuoz, owyuieHune Tensa, OTeK U CbiNb.
TPyAHOr0 BCKapMJIMBAHHA. CO CMOPOHbI UMMyHHOlj
cucmemsbl; 4acTo - peakLmm
rMnep4vyBCTBUTENBHOCTH, KOTOPbIE
BKITHOYAOT 3y[, AUCKOMAOPT 1
OLLyLLIeHWe NnoKarnbIBaHWs A3blKa.
Co cmopoHbI HeEPBHOU cucmeMbl; 4acTo
- TOJIOBOKPYXXEHNE.
Co cmopOoHbI KOXU U MOOKOXHbIX
mkaHel: 4acTo - MaKyso-nanynesHas
Chinb.
Co cmOopOoHbI NeYyeHu: 4acTo -
noBbiweHne aktneHocTn AJIC n ACT.
Janazom ° Hetu (no moctrxenus V ° Cebopes;
CTaJIMH MOJIOBOM 3PEJIOCTH T10 ° aKHe;
Tannepy); o TUPCYTH3M;
° OepeMeHHOCTh, IEPUOJT ° HapylLIeHuEe
TpyaHOI0 BCKapMJIMBAHUA, MEHCTpYyaluu,
° Paxk MOJIOYHBIX KEJIE3; ° BUPHWJTU3AIINS,
° KaplyHOMa IIPOCTaThl; ° atpodus/ runorpodus
o He(dpoTUYECKUI MOJIOYHBIX XKeJle3;
CHUHIPOM, o TeIIaTOTOKCUYHOCTD,
° TSDKEJIBIE TIEYCHOYHAas ° padbaoMuoIHN3;
/A cepacuHas W/Anu ° NOJIMITATEMHUS
OY€YHast HEIOCTATOYHOCTH; ° HapyIICHNE
° nop¢upus; JUMHUIHOTO OOMeHa
° TpoMO03MOOHS U (oxxupeHnue, aTepoCcKIIepo3);
TpOM603LI B aHAMHE3C ° apTepualibHasA
TUIIEPTEH3US
#TpanekcamoBa o TpomO603b!I M pUCK UX o Cnaboctb 1
s Kucmora**® pasBuTus; [IOCTypaJIbHAsI TUIIOTEH3 U,
. Hapyenus 3penus u . auapes;
LBETOBOCIIPUATHSA ° 00JI1 B )KUBOTE;
o JUCMEHOpEH,;
. TPOMOO3HI;
o MBIILIEYHBIE CYHOPOTH;
o HEKPOJIN3 MBIIIII]




#UHrnouTOp JleTckuii BO3pacT 10 2-X JIeT . Tpom603;
Cl-3crepassl o MECTHBIE PEAKIIUH B
YeJIoBeKa MECTE UHBEKIINH.
#IIporecTareHsl . KpoBoteuenwus u3 ° Kpossituctsie

TTOJIOBBIX MYTEH HESICHOU BBIJICIICHUSI

STHOJIOTHH; o aKHe;

. paK MOJIOYHBIX Xkelie3 (B . CMEHa HaCTPOCHUS;

TOM YHCJIC B aHAMHE3E); . TOIIHOTA;

° TsDKEJIbIC 3a00JI€BaHUS . pBOTa;

TICYCHHU; ° rojoBHas1 00b;

(] MHUT'PEHB C OYaroBO1 ° Ha60p Beca,

CHMIITOMaTHKOH, . OHKOJIOTUYECKHE

° TpOMOO3bI 1 3a0071eBaHus.

TPOMO03MOOJIUS (B TOM UKCIIE B
aHaMHe3e);

. UBC (B ToM uncrne B
aHaMHe3e);

o CKBc
aHTH(POCHOTUITHTHBIME
aHTUTEJIaMU;

J I'emaronenmtonsipras
KapIUHOMA;

. 3J10Ka4eCTBEHHAs
remaroma.




IIpuao:xenne A3.4. O0ciaenoBaHue mnepel HAYAJIOM M BO BpeMsi IIPHEMAa NPenaparoB JUIsA

A0Jr0CPOYHOI NPOGUIAKTHKHI

[Ipenapatsl O0cienoBanue O6cnenoBanue 1 pa3 B 6 Exeromuoe
nepen MECSI1IEB oOclieoBaHMe
Ha3HAYCHHEM
Jlananemymab™** o Yposenb AJIT n
ACT
Hanazon . 06 . IIpu ocmotpe: . Y31
10505 CTUTMBI BUPHJTU3AIINH, OpraHoB
aHaum3 macca tena, AJl; OpIOITHOM
KpOBH; . o0l aHaIm3 IIOJIOCTH;
) V3 KpOBHU; ° o-
U opranos o V3U opranos dberonporen
OpIOIITHOM OpIOIIHOM TTOJIOCTH; H
II0JIOCTH, . IIEYEHOYHBIC
. ney (bepMeHTSI;
€HOYHEIE ° JINITUIHBIA
(bCpMeHTI)I; HpO(bI/IJII);
* n . oO0mMii aHamm3
HNIHbIN MOYHU
npo¢uIb;
. 00111
Ui aHaJIu3
MOYH
#TpanexcamoBas | Koarymorpamma ° Oounoxumuueckuii | OcMOTp Bpaya-
KUCIoTa™* aHaJIN3 KPOBU: o(ransMosora

NeYEeHOYHbIE (PEPMEHTHI,
MOoKa3aTeiau paboThl

nmouek, KOK;
o o0muii aHaIu3
MOYHU
#Unrubutop C1- | Ceponoruueckoe Ceponoruueckoe
ACTEpasbl HCCIIEIOBaHKE Ha UCCIIEJOBaHKE Ha
YyesoBeKa BUY, Bupyc BUY, Bupyc
renarura B, Bupyc renarura B, Bupyc
renaruta C, renaruta C,
napsoBupyc B19 napsosupyc B19
#llporectareHbl | KOHCYJIbTalUs He nposonutcs KOHCYJIbTaLUsl
aKyluepa- aKyluepa-
TMHEKOJIOTa TMHEKOJIOTa

Ipunoxenne A3.5. #Ilporecrarennl B Ka4ecTBe I0JT0CPOYHON NPOGUIAKTHKHA

Ipenapat[126,140] Jlo3upoBka




#Jlezorectpen

0,075 mr/cyTku

#JIuHACTpEHOI (B BEICOKHX J1033X)

5-10 mr/cyTku




Ipuioxkenue b. Alropurmsl AeMCTBUH Bpaya

Ipuaoxenve 51. Aaroputm auarHoctTukd HAO | u || THIOB YV pOACTBEHHUKOB NAIIMEHTA.

Ilpu nonyuenuu COMHUMENbHBIX PeE3VIbMAMOE 00CIe008aHUA NPU HATUYUU PACXOHCOCHUS MEHCOY
OAHHLIMU KIUHUYECKOU KapMuHbl U OAHHBIMU 00C1e008aAHUSL HEOOX0OUMO NposedeHUue 00C1e008aHUU NO

anizopummy KaK y nepeoco 6blAA61EeHHO020 NaAyUerna 6 cembe.

VY 06cneryeMoro ecTb poACTBEHHUK C MTOATBEPKICHHBIM
mrarHo3oM HAO ¢ nepumurom Cl-uHrnOMTOpa ¢ YyCTAaHOBICHHBIM

TTATINNL

er
[Tanuent crapie
v Oo6cnenoBaune 1 U3 METOHOB:
[MTouck mytanuu . [Touck MyTalHH
POICTBEHHUKA B poxncTeBeHHMKa B reHe SERPING 1
reie SERPINGI . Hccnenoanue ypoBHsa Cl-
WHI" u ypoBHs ¢paCl-MHI"

Jnarno3 noaTBep:kaeH 1 U3 METO/I0B:

. BrisiBnena MyTaluu
> ponctBenHuka B rene SERPING
. Brigasineno CHIDKEHHE

ypoBHs C1-UHI" w/umm paCl-UHT

VY manuenTa ecTh
Knnanueckue
nposisinenuss HAO?

HAO I nu I Tuna
NOKJIMHUYECKAs CTaIN

[ HAO I nnu II tumma ]




IIpuao:xenue b2. KyiinpoBanye aTaky y HNalMeHTa ¢ YCTAHOBJEHHLIM auaraosom HAO

V manuenta AO, ciocoOHBIHM
MIPUBECTH K aC(UKCUU HITU
BBIp@KCHHAs a0IOMUHAIbHAS
aTaka WU TSDKEJIbIN
nepupepudecKkuii 0Ték

uarudurop Cl-
3cTEepa3bl YEIOBEKa
Ha pyKax y

Tocriutanuzaiu

[TanuenT oOyueH

TEXHHUKE
CaMOCTOSATEIILHOIO
BBeACHUA?

HCTH

CaMoCTOITEIBHOE
BBeneHne 1 J035!
HMKaTHOaHTa WIIH
unruoutopa Cl1-

OCTEPA3bl YCJIOBCKA

B CTalUOHAP

Hkatubaut nnn
unruéurop Cl1-
aCTEpa3bl UeJoBEKa
B HAJIMYHUH?

Bsenenune C3I1

ITepBoe nnm
MTOBTOPHOE
BBEJICHHE
MKaTuOaHTa WU
unrudutopa Cl1-
ACTEpa3bl YEJIOBEKA

AO na

KyI[ApOBaH?

Koncynbranus
JIOP-Bpaua st
OLICHKM CTCIICHU

KOMIIPECCUU

IBIXaTEIbHBIX

nmyTen

[TauueHnT HyXaaercs
B 00eCIleueHU N
MPOXOANUMOCTH
JIBIXaTeJIbHBIX My TEH )

O6ecnevnTh MPOXOTUMOCTh

JnaaMudeckoe
HaOIIO/ICHNE

AbIXaTCIBbHBIX HYTCﬁ




IIpuao:xkenne b3. KparkocpouHas nmpoHIaKTHKA V NALMEHTOB C YCTAHOBJEHHBIM JIMATHO30M

HAO | wiau |l Tunos

V mamuenta AO, ciocoOHBIM
MIPUBECTH K aC(UKCUU HITU
BBIp2KCHHAs a0IOMUHAIbHAS
aTaka UId TSHKEIIbIi
nepupepuIecKuii 0TeK

CaMoCTOITEIbHOE
BBeneHne 1 J035l
MKaTHOaHTa WIIH
unruoutopa Cl1-

JCcTEPa3kbl UeIOBEKA

KaTUOAHT WIT
naruouTop Cl1-
ACTEepasbl YeIoBeKa
Ha pyKax y

[TanmeHT 00Yy4YeH
TEXHHUKE
CaMOCTOSITEIHLHOIO
BBEICHUA?

HET KyIIUpOB

Tocriutanuzaiu
B CTallMOHAp

ITepBoe nnm
MTOBTOPHOE
BBEJICHUE
MKaTuOaHTa WU
unruburtopa Cl1-
ACTEpa3bl YEIOBEKA

Hkatubaut nnu
unruourop Cl1-
AcTepa3bl YeJIOBEKa
B HAJIMYHUH?

AO
Ky[IUpOBaH?

na

Bsenenue C3I1

Koncynsranus
JIOP-Bpaua nist

[TatmeHT Hyx)naercs

OLICHKHU CTCIICHHU . B 00eCcIIeUeHUN JlnHaMudeckoe
KOMITPECCHU IPOXOAUMOCTH HalmoIeHne
ABbIXaTCIIbHBIX IbIXaTeJIbHBIX HyTeI71‘7

nmyTen




punoxenue B. UnpopMmauus 11 naumeHTa

IIpuao:xenne Bl. Undopmanusa niast nanyeHTa

Hacnencreennsiii anrnoooték (HAO) — penkoe 3aboseBaHue, CBS3aHHOE CO CHIDKEHHUEM WITH
HEJIOCTAaTOYHON (YHKIMOHATBHOW aKTUBHOCTHIO C1 MHTHMOMTOpAa CHCTEMBI KOMIUIEMEHTA YEJIOBEKa, YTO
MPUBOJUT K Pa3BUTHIO YaCThIX AHTHMOOTEKOB pPa3JWYHBIX YacTed Teja: pyK, HOT, JIMIA, OPIOIIHOW
MOJIOCTH, TOPTAHH.

AHTHOOTEKH OpraHOB OPIONTHOM IMOJOCTH BBIPAKAIOTCS CHIILHBIMU OOJISIMU B )KHBOTE, TOIITHOTOMH,
PBOTOM, J>KHIKHM CTYJIOM W HEPEIAKO OMMOOYHO TPAKTYIOTCS KaK OTpaBICHUE WJIM KaK OCTpas
XUpypruveckasi maToJorusi, YTo MPUBOJUT K HEOOOCHOBAHHBIM XUPYPrHUECKUM BMelaTebcTBaM. OTEKU
TOPTaHU MOTYT MPUBECTH K yAYIIbIO, TOATOMY OHU MOTEHIIMAIBLHO OMACHBI JUISl KU3HH, IPH UX PA3BUTUU
o0s13aTenbHas TOCIUTATU3AINS B MHOTOTIPOQMIIBHBIN CTallnOHAp.

HAO — 310 HacienctBenHoe 3a0oneBanue. [Ipu oOHapykeHUM 3a00JIEBaHUS y OJTHOTO W3 WICHOB
CEMbH BCE OCTAJIbHBIE JOJDKHBI OBITH OOCIIEIOBaHbI. Y YETBEPTU MAIIMEHTOB HET IMPEAIIECTBYIOIIETO
ceMelHoro anamHesa 6ome3nu. Puck HacnenoBanus HAO peberkom coctapisieT okoiio 50%.

[TarueHTH! TOJDKHBI OBITH OOECTICUEHBI MTpermapaTaMy Jisl KYIIMPOBAHUS aHTHOOTEKOB U O0yUYCHBI
TEXHUKE WX BBeJCeHHS. [Ipemaparbl jJisg KYNMUPOBAHHUS AHTHOOTEKOB JIOJKHBI BCET/IA HAXOJUTHCS IPH
TaIUeHTE.

[Taruentam  3amperieHo mnpuMeHeHue, UHruOuUTopoB Alld/6GrnokaropoB AT-perenTopos,
MPermapaToB, COJEPKAIINX ICTPOTeHBI (KOHTPAICNITHBOB, 3aMECTUTEIIEHON TOPMOHAIILHOW TEPAITH), TaK
KaK JIaHHBIC MPernapaThl MOTYT MPUBECTH K TOSBICHUIO aHTHOOTEKOB (B TOM YHCIIE KH3HEYTPOXKAFOIICH
JIOKAJTU3AIIHH ).

Pexomennyercs n3beratb MEXaHHYECKOTO BO3JEHCTBHS (JIaBJIeHHE, YIIUO U T.J1.) HA MSTKHE TKaHU
U CIM3UCTBIe 00oJoukw. Kareropudecku 3ampenieHbl 3aHATHS, CBS3aHHBIE C (DU3UYIECKUM,
MEXaHHYECKUM, IICHXOIMOIMOHAIBHBIM HAIPsHKCHUEM, IepeoxiiaxacHneM. [IpornBomnokazana pabora,
COTMPSKEHHAsT C BBICOKOW (U3WYECKOW HArpy3Koid, OMAcCHOCTHIO TpaBMaTU3aluu. Bce yka3aHHBIE
(akTopel MOTYT NPUBOAUTH K OOOCTpPEHHIO 3a00JIEBaHMS, TOSIBICHUIO AHTHOOTEKOB (B TOM 4YHCIIE
KHU3HEYTPOKAIOUIEH JTOKAIU3AIHH).

CBoeBpeMeHHasI M aJIeKBaTHAs KOPPEKIUS JIF0OOW COMyTCTBYIOMICH MMATOJIOTHH, B TOM YHCIIE
SHAOKPUHHBIX, HEBPOJIOTHYECKUX HapylleHuid. PerynspHas caHamusi o4yaroB XpOHUYECKOW HHQEKITUH.
Tak kak obocTtpeHue J0OOW COMYTCTBYIOLICH MATOJIOTUU MOXKET NMPHUBECTH K YTSDKEICHUIO TCUCHHS

OCHOBHOT'O 3a00JIEBAHUSL.



IIpuao:xenne B2. I[lacnopt 00bH0ro HacaencTBeHHBIM AaHTHOOTEKOM.

IHACIHHOPT BOJIBHOT'O HACJIEACTBEHHbBIM AHTHOOTEKOM
1JI51 MauueHToB crapme 18 jer
(dedhexT B cucTeMe KoMIieMenTa - D84.1)

Brnanenen naHHOro JOKyMeHTa CTpaaeT pelkUM KU3HEeyTrpoxkarolmumM 3adosieBanueM: Jlepexr B cucreme
komiuiemenTa (D84.1) — Hacnencreennsiit anrnoorék (HAO). KimmHudyeckum nposiBJIeHUEM SBIISICTCS
pa3BUTHE OTEKOB PA3JIMUHON JOKAIU3ALMHU, B TOM YHCIIE KU3HEYTPOKAIOIIMUX (a00MUHAIBHBIX, OTEKOB
TOpPTaHHU).

®UO
JIATA POXJIEHUS

HOMEP CTPAXOBOI'O ITOJIUCA

['PYIIIIA KPOBH U PE3YC ®AKTOP

JIOMAIIIHUI AJJPEC

®U1O POJCTBEHHUKA

TEJIE®OH POJICTBEHHUKA

®UO JIEYAILIETO BPAUA

KOHTAKTHBII HOMEP JIEYAIIIETO BPAYA JUISI DKCTPEHHOM MEJIUIIMHCKOMI
KOHCYJIbTALIUU

[Tacnopt Beigan B ®I'BY «I'HL «MucTuTyT nMMyHOI0rum» ®MBA Poccuu ...... (uucno)
[Tonnuck Bpaya, BbIABLIETO YA0CTOBEPEHUE
[TeuaTs

PEKOMEH/IALIMU 10 OKA3AHUIO HEOTJIOXKHOM MEUIIMHCKON TTOMOLLU:

1. IIpu Bo3nukHOBeHUH KM3HEVYI'POXAIOUIUX oTékoB B 00nacTy rojiOBBl, IIEM U BBIPA)KEHHOTO
abmomuHaEHOTO cuHApoMa BBectn MkarudanT 30 Mr m/k (MakcumaiabHas cyrounasi po3a 90 mr)
nau Uurudurop Cl-3crepassl yenoBexka 20 ME/kr B/B MeasneHHo. IIpu oTCyTCTBUM yKa3aHHBIX
IpernapaToB HEOOXOJUMO BBECTH CBeXe3aMOopokeHHyro muazmy 10 mur/kr maccsl Tenma. [Ipemapatsl
BBOJUTH KaK MO>KHO paHblIe OT Hayaia OTeKa.

2. Hcnoab3oBaHWMe  AHTHUTHCTAMMHHBIX  NpeNapaToB /UIi  CHCTEMHOr0  NpPHUMEHEHHs,
Koprukocreponnos nis cucremnoro npumenenusi (I'KC), snmnedpuna s KynupoBaHusi 0TéKa
Heweaeco00pa3Ho BBHAY OTCYTCTBHUS 3P PEKTUBHOCTH.

3. Ilpm otcyrcTBUM/HEMOCTaTOYHOM dJ(PQeKTe OT Tepanud NaIlUeHT JOJDKEH OBITh CPOYHO
rocrnuTanu3upoBal. [Ipu oTéke ropTaHu 000CHOBaHA paHHSS TPAXEOCTOMHUS/KOHUKOTOMHUS.

4. Tlo >XKM3HEHHBIM TIOKa3aHMUSM 3alpelIeHO HCIOJIb30BaHWE MHIHOUTOPOB AIID/aHTOroHHCTOB
pelenTopoB aHrnoTeH3uHa |l, mpenaparos, coepKamux 3CTPOreHbI.

5. Ilpemenukanys 10 ONepaTUBHOIO BMemaTenbcTBa 3a 1-6 wacoB: Muruoutop Cl-scTepasbl yenoBeka
1000 ME B/B, mpu oTcyTcTBHH - cBexezamopokeHHas miazma 400 mi. HeobGxomumo obecneynTh
HAIMYME TpPEnapaToB Uil KyNHPOBAHUS JKU3HEYTPOXKAIOIMX OTEKOB BO BpEMs IPOBENEHUS

OMEepaTUBHOTO BMEUIATENbCTBA (CM. 1. 1).

MNACHOPT BOJIBHOI'O HACJEJCTBEHHBIM AHTHOOTEKOM



IJIA MaleHToB Muaamie 18 jer

(dedhexT B cucTeMe KoMIieMenTa - D84.1)

Brnazgenen gaHHOTO JOKYMEHTa CTPaJaeT PEAKHM KU3HEYTPOKAIOIIUM 3a0oneBanueM: JledexT B cucteme
komruiemenTa (D84.1) — HacnencrBennsiii anrnooték (HAO). KimnaudeckuM mposiBIEHHEM SIBIISCTCS
pa3BUTHE OTEKOB PA3ITMYHON JOKAIU3AINHU, B TOM YHCIIE KU3HEYTPOKAIOMINX (20 IOMUHAIBHBIX, OTEKOB
TOpTaHu).

dUO

JATA POXJIEHUA

HOMEP CTPAXOBOI'O ITOJIMCA

I'PYIIIIA KPOBU U PE3YC ®AKTOP

JIOMAILIHUM AJIPEC

®1O POACTBEHHUKA

TEJIE®OH POJICTBEHHUKA

@O JIEHALIET'O BPAUA

KOHTAKTHBII HOMEP JIEYAILIETO BPAYA JIJI1 DSKCTPEHHOM MEJUIIMHCKOM
KOHCVIJIbTALIMN

[Tacnopt Beigan B ®I'BY «I'HL «MHcTuTYyT nMMyHOI0rum» ®MBA Poccuu ...... (4ucino)
[Tonnuck Bpaua, BbIABILIETO YA0CTOBEPEHUE
[TewaTs

PEKOMEHJIALTM TT0 OKA3AHMIO HEOTJIOXKHOM MEJUILIMHCKOM ITOMOILIMH:

1. IIpu Bo3nukHOBeHUH KM3HEVYI'POXAIOUIUX oTékoB B 00nacTv roJjiOBBI, IIEM U BBIPA)KEHHOTO
abnoMuHaBHOTO cHHApoMa BBecTH MkaTtudanT m/k u3 pacuéra Ha maccy Tena: 12 - 25 kr 10 mr, 26 —
40 xr 15 mr, 41 - 50 kr 20 wmr, 51 - 65 kr 25 mr, > 65 kr 30 mr n/k wiau Murudurop Cl-3cTepassl
yeaoBeka 20 ME/kr B/B. Ilpu OTCyTCTBMM yKa3aHHBIX IpeNapaToB HEOOXOJUMO BBECTH
CBeXe3aMOpoKeHHYI0 1a3my 10 mur/kr Maccel Tena. [IpenapaTsl BBOIUTH Kak MOXKHO paHbIIIe OT Havajia
oTeKa.

2. Hcnoab3oBaHWMe  AHTUTMCTAMMHHBIX  NpenapaTroB /UIi  CHCTEMHOro  INPHMEHeHMus,
KOPTHKOCTEPOWIOB /JIsl CHCTEMHOI0 NpPUMEHEeHHUsl, J3MHHe(pPHHA UI1 KYNHPOBAHMA OTEKa
HeleJeco00pa3Ho BBUAY OTCYTCTBUSA dPPeKTUBHOCTH.

3. Ilpm otcyrcTBUM/HEMOCTaTOYHOM dJ(PQeKTe OT Tepanud MaIlUeHT JOJDKEH OBITh CPOYHO
rocnutaau3upoBa. [Ipu oTéke ropraHn 000CHOBaHA PaHHSS TPAXEOCTOMHUS/KOHUKOTOMHUSI.

4. Tlo >KM3HEHHBIM TIIOKa3aHUSAM 3alpelieHO HCIMoyb30BaHe UHruoutopos Alld/aHTaroHucros
penienitopoB anruoTeH3uHa ll, acTpoernos.

5. llpemenukanus 3a 1-6 gacoB mo onmepaTuBHOTO BMemiarenbeTBa: MarnouTop Cl-3cTepassl demoBeka
15-30 ME/kr maccel Tena B/B, IpU OTCYTCTBHM - CBeXe3aMopokeHHas miazma 10 mi/kr maccel Tena.
Heo6xonumo obecrieunTs HaTMYUe MpenapaToB U KyHPOBAHUS )KU3HEYTPOKAIOIIUX OTEKOB BO BpeMs

MPOBEACHUS OTIEPATUBHOTO BMEIIATENIbCTBA (CM. 1. 1).

Hpuaoxkenne I'l - I'N. IIIkaabl oumeHKH, BONPOCHUKHM M JpPyrue OLEHOYHbIE

HHCTPYMEHTBI COCTOAHUA NANUCHTA, IPUBCACHHDBIC B KIMHUYCCKHX PCKOMCHIALINAX



IMpunoxenne I'l. AE-QoL Angioedema quality of life/Ouenka kauecTBa >KM3HHM y MalMEHTa C
aHruooTekamu [63—67]
AE-QoL
OnpocHUK JIs1 OLIEeHKU KAa4YecTBA JKU3HHU MAIMEHTOB ¢ aHTHOOTEeKAMHM
®.1.0 nanuenra:
Jara 3anonaHenus (41 MM ITTT):
WHCTpyKuusi 1o 3amojHeHH0. B JIAHHOM OIIPOCHUKE IIPUBEAEH PsAd  BOIPOCOB.
JKaJayhcTa, BHHUMATEIbLHO IIPOUYMTAMTE KaXKIbIM BOII U BBIOCpPUTE U3 MATH
IToxxanyiicta, aTebHO MPOUYMTANTE Ka ompoc Oepute u3
OTBETOB OJWH Hambonee moaxoxsmuii. [Ipocum Bac He mymaTh m0onro Haj KaskIbIM
BonpocoM. [loctrapaiiTech OTBETUTH Ha BCE BOIPOCHI, OTMEYasi KPECTUKOM TOJIBKO
OJIUH MOAXOASAIINNA OTBET.
IToxamyiicTa, ykaxure, Kak 4aCTO B TCUCHHE
IIOCJICAHUX 4'X HECJIb BbI UCIIBIThIBAJIN
OrpaHMYEeHHs B IPUBEICHHBIX HIKE cepax Huxorn Peax Hnorx Hacr Ovuenn
. a 0 a 0 4acTo
IIOBCECAHCBHOMU XU3HU N3-34a ITIOSABJICHUS OTCKOB.
(Haxe eciu 3a 5TOT MepHOA OTEKOB y Bac He Ob1I10)
1. PaGora = = H H
2. dusnyeckasi aKTUBHOCTh = = - -
3. CBoOoaHoe Bpemsi = = o o
4, COIII/Ia.]'ll)Haﬂ AKTUBHOCTH = = o o
5. lluranue = = - -
C IMOMOIIBIO YKa3aHHBIX HUKEC BOIIPOCOB MBI
OBl XOTEIH MOYYIUTh O0JIee MOAPOOHYIO
HH(DOPMAIHIO O TPYAHOCTIX U MPoGIeMax, Huxorn Penx Hnorn Yacr Ouenp
a o a 0 4acTo

KOTOPBIE MOTYT OBITh CBSI3aHEI C
MOBTOPSIOIIUMHCS OTEKAMH
(IpUMEHHTENBHO K TIOCIESTHAM 4-M
HeIeJIsIM)




6. BoI TpyaHoO 3ackimaere?

7. Bbl mpochInaerech no Houam?

8. UyscrByete Jiu Bbl cedst ycTajabiM
B Te4YeHHe AHsI, IOTOMY 4TO IJI0X0
craJjau HOYbIo?

9. Tpynno au Bam
€OCPeoTOUYNTHLCSI?

10. YyBcrByeTte Jju Bl ceost
MoAaBJIEHHBIM?

11. BeiHy:kaeHbI J11 Bbl orpaHn4yuBaTth
ce0si B BbIOOpE HAIIUTKOB U elbI?

12. Yruerawt/MemawT ju Bam ciyuan
0TeKOB?

13. McnbIThIBaeTe 1M Bbl cTpax
OKH/IAHMSI BHE3AIHOIO MOSIBJICHUS
oreka?

14. Boutech i Bl TOro, 4To oTeKu
MOT'YT MOSIBAATHCS vyame?

15. Crecusierech Jid Bul OABJIAAITHLCA B
00IIeCTBEHHBIX MECTAaX H3-3a
NEePUOTNYECKY MOSIBISIONINXCS 0TEKOB?

16. Omymaete 11 Bl cmymenue nian
POGOCTDb B CBA3U C NEPUOIUYECKH
BO3HUKAIOLUMH OTeKaMu?

17. Omacaerech 1 Bl TOTO, 4TO JIeueHHe
MOBTOPSIIOIINXCSI 0TEKOB

MOKET B HOJIFOCpO‘lHOﬁ l'lepCl'leKTI/IBe
HUMETHb AJA Bac HEraTUBHBLIC
nocJeacTeusa?




AE-Qol — uHCTpYKIHUSI IJI HHTEPIPETAIIMU Pe3yIbTATOB

Crpvykrypa onpocHuka AE-OolL

AE-OQo0L cocTout u3 4 TOMEHOB M 001Iero pe3yjabTrara

Kpurepnii ITyHKTBI

®dyukupon | 1. Hapymenne pabotocriocodHocTn

UPOBAHUE
2. Hapymienue pusnyeckoit akTUBHOCTU
3. Hapymienne 1ocyroBoit akTHBHOCTH
4. HapymuieHue colpaabHbIX CBsI3ed
6. TpyIHOCTH MpH 3aChITIaHUU

Ycramocte

/HacTpoeH

ue

7. Hounble mpoOy xneHust

8. OmryieHne ycTanoCcT B TCUCHUS THS

9. TpyIHOCTH C KOHIICHTpaILUEH

10. Omynienre yHbIHUS

Crpaxu/cT 12. OmymieHre yrHeTCHHOCTH H3-3a TIPUCTYIIOB OTEKOB
BIJT

13. Ctpax mepen BHE3aIMHbIM pa3BUTHEM OTEKa

14. Ctpax nepen yBeTUYEHUEM YaCTOThI OTEKOB

15. CrecHsieTcs mocemarh myoJIMYHbIE MeCTa

16. Cmy1iaercs U3-3a BHEIIHUX MPOSIBICHUN OTEeKa

17. Ctpax HEONMAroNpUATHBIX OTJTAIICHHBIX ITOCICACTBUM
nprema JeKapcTB

[Muranue |5. OO01IME OrpaHUYEHUs B €]1€ U YNOTPEOJICHUN MULIU

11. Orpannyenust B BBIOOpE MUILEBBIX MPOIYKTOB U
HAIUTKOB

OO0mmii [Tynktel ¢ 1 o 17
Oamn




Kak onenuBarb AE-QO0L mo oTaeJabHBIM JOMEeHAM M 00IIHii pe3VJbTAT

[Ipenmonaraercsa, uro AE-QOL onenuBaioT mo 4 kputepusiM (OMPOCHUK —
WHCTPYMEHT JUIsl OmlpeneseHus: npodusisi), HO €ro MOXHO HCIOJb30BaTh U IS
ONpeAeNeHNsT CyMMapHOro oOmiero Oamna (ONPOCHUK — WHCTPYMEHT IS
ONpeJiesieHus] 00Iero YypoBHSA). 3a KaxAbld BOMPOC, Ha KOTOPBIM OTBETHI
MaIMeHT, MOXHO Tony4nTh 0T O 10 4 Ga/uToB B 3aBUCHMOCTH OT OTBeTa. 3a 1-i
BapuaHT oTBeTa Hauucisiercs 0 6aminos, 3a 2-i BapuadT — 1 6am, 3a 3-if — 2 6amna
u T.1. bamiel no otnensubiM kKpuTepusm AE-QOL, a Taxke oOuuit 6amn AE-QoL

PacCUUTHIBAIOT T10 CeAYIOIIeH hopmye:
Y 6ayuioB namuenTa / Makc X 6ayutoB x 100
IHpumeyanue

Tak Kak TOJBKO BOMPOCHI, HA KOTOpPBhIE€ ObUIM JaHBI OTBETHI, YUUTHIBAIOTCS
npu mnojcyeTe (a BbIUUCTsIeMble 001ue 0amuibl U OAJTbI IO OTACJIBHBIM JOMEHAM
SIBJITFOTCSI HE MCXOJIHBIMHU OaylaMy, a JTUHEHHBIMH TPEOOpa30BaHUSAMH T10 IITKAJIE
ot 0 1o 100), mponycku B OTBETax HE BJIMAIOT WM BIMSIOT JIHIIb HE3HAYUTEITHHO
Ha MOJIYYEHHYIO OLEHKY. OTeabHbIi 0asul [0 ONpEeAeIeHHOMY JOMEHY He JOJIKEH
pacuMTaBaThCS B Clydae, €clid ObUT IpoIyIieH 0oJjiee 4YeM OJUH BOMPOC B TAHHOM
nomene. OOumi 6amn AE-QOL He ciienyer paccUMThIBaTh, €CIUM OTCYTCTBYIOT
oTBeThl Ooisiee yeM Ha 25% BompocoB (Oonee 4 BompocoB). MuUHUMANBHBIN U

MaKCUMAaJILHBINA Oaiut o qoMeHaM 1 oommi 6ayut — 0 i 100 cooTBeTCTBEHHO.



Hpuaoxenne I'2. AAS28 (Angioedema activity score 28/ HIkaaa akrusHoctu AQ 28)
[67,150,151]

®.1. O. manmenra:

Jara 3amomHeHust (1. MM.ITIT):

Henens

Moxanyiicta, 1 pa3 B JAeHb O0TMeuYaliTe B YKa3aHHBIX HIKe Tadaumnax Bamm :kano0bl
3a mociaennue 24 gyaca. [lpocum Bac n1aBaTh noJiHbie 0TBETHI HA BCe BOMPOCHI.

Jlenb
112[3[4]5]6]|7
b sm y Bac oreku 3a Her
nocjenHue 24 Ja
yaca?

ﬂ

IIpocum Bac 3anoHATh yKa3aHHbIE HUKE MOJISI TOJBKO B TOM
cjay4dae, ec/iM B TeueHUe nocjaeaHux 24 yacos y Bac nad/onascs xorst
ObI 0AUH OTeK!

B TeyeHnH KaKoro BpeMeHH 0:00—8:00 u
NPHUCYTCTBOBAJ 0TEK/O0TEKH 8:00 —16:00 u
(moxxayicTa, OTMEThTE BCE 16:00 — 24:00 4
TIOTXO/ISATITHE TPOMEIKY TKH
BpeMeHH!)
Hacko1bK0 CHIbHBIMH CuMInToMoB HeT/He ObLIO
SIBJISIIOTCS WJIH SIBJISLJIMCH Jlerkue
BbI3BaHHbIE 0TEKOM/0TeKAMHU Cpennue
CHUMIITOMBI (Hanmpumep, 00.1b, CunpHbBIE

JIKeHue, 3y1)?

be3 orpannyenuii

HemHuoro
Hackoy1bK0 0TeK/0TeKH 3HAYUTEITHHO
OrPpaAaHUYHBAIOT WJIH [TomHOCTBIO (3aHUMATHCS
orpanuvuBaau Bamy [MOBCEIHEBHON
MOBCEIHEBHYIO 1eSITeJIbHOCTh? JIESATSIIBHOCTHIO (OBLIO)
HEBO3MOJKHO)
Her
Kak BbI cuuTaere, JaHHbII Hewmmnoro
OTEeK/0TeKHHEraTHBHO YMmepeHHo
oTpakalTcs (0TPa3HJIMCh)HA CuiibHO
Bamem BHemiHem Buje?
HecymectBennas
Kak 051 Bbl onieHWIH 00111y10 Cnabas
BbIPAKEHHOCTh/TAXKECTh Cpennsis

JTAHHOT'0 0TEKa/0TeKOB? CunpHas




CyMMa 0aLT0B

CcvMMa DaIoB

CymMa DanioB
33 HeleTw

Cymma fanaoe
33 HeJeaw

CyMMa 0aLToB

cyMMa DaL1oB

1 Hegenn 2 memens 3 menenn 4 Hemenn
1(2/3(4|5[6|7 1{2/3|4|5[6|7 1234|567 1/2(3(4|5|6|7
H|H|H|H|H|H|H H H|H|H|H|H H|H|H|H|H|H|H H|H|H|H|H|H|H
PU PP P o P P PU P P Ol o) O] 0| a) o] a
L1 (1f1[1f[1]1 1{1(1j1f1f1f1 1{1f1f1[1/1]1 1{1{1(1f1f{1f1
1j1j1f1f1f{1]1 T{1j1j1f1f{1f1 1j1f1f1f1]/1]|1 1111 f1f[1f1
1j1j1f1f1f{1]1 T{1j1j1f1f{1f1 1j1f1f1f1]/1]|1 1111 f1f[1f1
O|0|0[0|0[0|0 O{ojo|0[0[0[0 OO[0[0[0|0|0 OlO(0[0]0]0]0
111|111 {111 f1f{1f1 111|111 1111 f1f{1f1
2121212)12)12]2 21212121212]2 2021212)12]12]2 20212121212]2
3(3(3[3(3(3|3 3(3(3]3(3[33 3(3(3(3(3/3|3 313(3(3]13]|3|3
olojofofofol0 ojojojof0f0f0 O(of0of0of0|0|0 olofofo]ol0o]lo0
1{1{1f1[1f[1]1 1{1{1j1f1f1f1 L{1f1f{1[1]1]1 1{1{1(1f1f{1f1
202021212122 212121212122 202121212122 202121212122
30303[3(3([3|3 303033333 303[3[3(3/3|3 313(3[3]13]3|3
olojofoflofolo ojojojofofof0 ololofofol0l0 Olojofo]o]lolo0
111|111 {111 f1f{1f1 111|111 1111 f1f{1f1
2021212)1212]2 210212121212]2 2021212)1212]2 20212121212]2
3(3(3[3(3(3|3 30333333 3(3(3[3(3/3|3 313(3(3]13]|3|3
O(O|0f0[0Of[0|0 O{oj0o[0[0f[0Of0 O(O(0O[0[0O|0[0 OlO(0[0]0]0]0
L1 (1f1[1f[1]1 L{1j1j1f1f1f1 L{1f1f1[1]/1]1 {1j1j1f1f{1f1
202(212)12]12]|2 212)12)121212]2 212121212]12]|2 21212|1212]12]2
3(3[3[3[3(3|3 3(3[3[3([3[3[3 3(3[3[3(3/3|3 313(3[3]13]3]|3
E:xennesnan ExenHeBHasn Exennesnan Exennesnan

CymMa Danioe
33 HeJeTH

Cymma faL1oE
33 HEJRTH

| Cyna 23 28 nHei

AAS — uHCTPYKIUSA VISl HHTEPIPEeTALUM Pe3yJbTATOB
AAS cocrouT w3 mrectd BompocoB. OTBET Ha TEPBBIM BONPOC HE HWMeeT OauioB U HE

BKJIIOYAETCS B TMOJCUYET 3HaueHHi AAS, ero MOKHO HMCITOJIB30BaTh IS MOJCYETa KOJHUYECTBA
JTHEH, CBSI3aHHBIX C aHTHOOTEKOM. [IJIsi OCTaBIIUXCS TSITH BOIPOCOB 3HaueHus mexay 0 u 3
PaCCUMTHIBAOTCS JIISL KAXKJIOTO MOJIsi, KOTOPOE MOXET OBbITh 3alOJHEHO MAIlMeHTOM. 3aTeM
Oamtel cymmupyrotes 3a neHb (AAS), 3a menemo AAS (AAS7) u 3a 4 menenu (AAS28).
COOTBETCTBEHHO, MUHUMAJIbHBIE U MaKCUMallbHbIe BO3MOXKHBIC Oayuibl paBHbI 0-15 (cymma
oaoB mo mkaie AAS), 0-105 (AAS7) u 0-420 (AAS28).



HMpuaoxkenue I'Ne. AECT Angioedema control test/ Tect KOHTPOJIbL AHTHOOTEKOB
[64,67,152]

AECT

®. U. O naumenra:
Hara: (ngx MMM TTTT):

Iara poxxaesust (I MMM ITIT):

HMucrpykuuu: y Bac nepuoandecku BO3HHKAIOT PELUAMBUPYIOIINE AaHTMOOTEKH. AHTMOOTEKH — 3TO
BpPEMEHHBIE OTEK KOKH WM CIU3UCTBIX 000J04€K, KOTOphIe MOTYT BO3HHKATh B JIOOOW YacTu Tena, HO
Yauie BCCro 3aTparvBaroT Fy6I>I, rjasa, sA3bIK, KUCTHU PYK H CTOIIbI U MOI'YT HJIUTHCA OT HECKOJIBKUX
4acoB JI0 HECKOJBKUX JHEW. Y HEKOTOPHIX MAalMeHTOB Pa3BUBAETCS OTEK OPIOIIHOM MOJOCTH, KOTOPHII
HE BUJIEH, HO YacTo ObiBaeT Oosie3HeHHBIM. HekoTopeie popMBI OTEKOB TakKe MOTYT COMPOBOKAATHCS
CHIIIbIO, N3BECTHOM I10J] Ha3BaHUCM «KpalluBHHUIIA».

B crnenyromux deTslpex Bompocax OIeHHBaeTca Bamre Tekymiee cocTosHHe. B KakaoM MyHKTE
BEIOEpUTE HamOoJiee NOAXOASIIMi Bammeil cuTyarmu OTBET M3 MATH MNPEIOKCHHBIX BapHAHTOB.
[ToxaiyiicTa, OTBETHTE Ha BCE BOIIPOCHI M JAHTE TOIHKO OJJUH OTBET HA KaX b BOTIPOC.

1. Kak gacTo B Teuenne nocienaux 3 Mecsies y Bac Opu1 aHTHOOTEK?
o OYEHB YacTO O 9acTo o UH o o He ObLIO0
(0 6aoB) (1 6amn) oraa penKo COBCEM
(2 6amra) 3 6ania) (4 6amna)

2. HackoJIbKO CUIIbHO aHTMOOTEK CKa3bIBAJICI HA KauecTBe Baleil )KU3HU B TEUEHUEIIOCIEIHUX 3

MecsueB?
o OUeHb o CHWJIBHO © ymepe o o COBCEM He
CHJIBHO (1 6amm) HHO HEMHOTO CKa3bIBaJICs
(0 6annon) (2 6anna) (3 6ayma) (4 6ayna)

3. Hackonbko cunbHO Bac Gecriokonia HerpecKka3yeMoCTh aHTHOOTEKa B TEUEHUETTOCTISTHIX 3

MecseB?
o OYEHb o CHJIBHO O ymepe o o COBCEM HE
CHJIBHO (1 6amn) HHO HEMHOTO Oecriokoma
(0 6amoB) (2 6anna) (3 6anna) (4 6anna)

4. HackoabpKOo XOpOIIIO JIedeHrne, KoTopoe Brl momrydanu, ciep:KuBajio aHTHOOTEK BTEUEHHUE MTOCIETHUX

3 MecsiieB?
o COBCEM HE  © HEMHOT O YMEPEHHO O o OUCHb
CHCPIKUBAJIO o (2 6amma) XOPOIIIO XOPOIIIO

(0 6annoB) (1 6amn) (3 6anna) (4 6anna)



AECT — uHcTpYKIUS A/ HHTEPNPeTAHH Pe3y1bTATOB

AECT — 5TO ONpOCHMK, INpEAHA3HAYCHHBIA JUII CaMOCTOSTCILHOIO 3allOJHCHMS IIallMeHTOM,
UCIIONB3YeTCs M OLEHKA KOHTPOJIA Hal PpElUIUBHPYIOLIMMHU aHruooTekamu. llanmeHta HyXHO
MOMIPOCHUTh O3HAaKOMUTH ¢ uHCTpykuueil k AECT u orBetuth Ha 4 Bompoca. 3aTeM HEOOXOAMMO
nocuntath o0muii ypoBenb AECT. [lnsg storo 3nadeHus ot 0 no 4 mpuCBaMBarOTCS KaXKIOW OIMIUU
otBeta Ha kKaxaeli AECT Bompoc, v 3HaYeHHs, COOTBETCTBYIOINIHME BEIOPAHHBIM OTBETAM CYMMHUPYIOTCSI.
MunuManbHas 1 MakcUMallbHasi BO3MOXKHas cymMa 0ayioB cocTaBisitoT 0 u 16 6aninoB cOOTBETCTBEHHO,
MpUYeM YeM BBIIIe CYMMAapHBII 6aut, TeM Jiydiine KOHTpoIb Haj 3aboneBanneM. O0a Bapuanta AECT (Ha
4 Henenu v Ha 3 MecsIa OLCHUBAIOTCS OJMHAKOBO).

AECT>10 6amimoB — XopoIiuii KOHTPOJIb Ha/l aHTHOOTEKaMU

AECT<10 6anmnoB — mi0xoi KOHTPOJIb HAaJl AaHTHOOTEKaAMH
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internationally to help clinicians recognise Inborn Errors of Immunity (IEI) in children.
However, their diagnostic accuracy and evidence base remain uncertain.

What does this article add to our knowledge? This systematic review and meta-analysis
synthesises evidence from studies evaluating the diagnostic performance of individual and
composite warning signs for paediatric IEI. Sensitivity and specificity varied widely, and few
signs demonstrated robust predictive value.

How does this study impact current management guidelines? Our findings question
the reliability of existing warning sign lists and support the need for evidence-based refinement
and validation before integration into paediatric IEI screening and referral pathways.
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Background

Early recognition of inborn errors of immunity (IEI), formerly primary
immunodeficiencies, is crucial, yet the diagnostic accuracy of widely promoted clinical
“warning signs” in children is uncertain.

Objective
To assess the diagnostic accuracy of clinical warning signs and established criteria for
identifying paediatric IEL.

Methods

We searched MEDLINE and EMBASE (inception—-May 2024) for studies reporting
sensitivity and specificity of individual or combined warning signs in children (0-18
years) with suspected IEI. The reference standard was physician-confirmed IEI. Data
were synthesised descriptively and, where appropriate, using bivariate random-effects
models. Risk of bias was assessed with QUADAS-2.

Results

Twelve studies (~7,000 participants, eight countries) met inclusion criteria. Diagnostic
performance was highly heterogeneous, and pooled estimates are exploratory. Overall,
most individual warning signs showed high specificity but low sensitivity; family history
of IEI and signs such as persistent thrush, deep-seated abscesses and failure to thrive were
generally highly specific but insensitive. Infection-based signs such as recurrent
pneumonia or need for intravenous antibiotics provided a more balanced but still
imperfect profile. Combinations of signs, including the Jeffrey Modell Foundation (JMF)
threshold of >2 warning signs, improved sensitivity in some settings but with variable
specificity, and up to one third of children with IEI did not meet any JMF warning-sign
criteria.

Conclusions

Traditional warning signs have good rule-in but poor rule-out value for paediatric IEI.
Reliance on these signs alone risks delayed or missed diagnoses, particularly for
non-infectious IEI phenotypes. Context-specific criteria and decision-support tools are
needed to better capture the breadth of IEI presentations and support timely referral.
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AWMF: Association of Scientific Medical Societies in Germany

BLG: B-Lactoglobulin

CBC: Complete blood count

CGD: Chronic granulomatous disease

CI: Confidence interval

CID: Combined immunodeficiency

CRP: C-reactive protein

DOR: Diagnostic odds ratio

DSAI: German Patients’ Organisation for Primary Immunodeficiencies
DTH: Delayed-type hypersensitivity

ESID: European Society for Immunodeficiencies

FN: False negative

FP: False positive

ICF: Immunodeficiency, centromeric instability and facial anomalies syndrome
IDR: Immune deficiency scoring criteria

IEI: Inborn errors of immunity

Ig: Immunoglobulin

IUIS: International Union of Immunological Societies

JMF: Jeffrey Modell Foundation

LR+: Positive likelihood ratio

LR-: Negative likelihood ratio

NBT: Nitroblue tetrazolium (test)

NPV: Negative predictive value

OR: Odds ratio

PAD: Primary antibody deficiency

PID: Primary immune deficiency

PPDMPI: Practice Parameter for the Diagnosis and Management of Primary Immunodeficiency
PPV: Positive predictive value

PRISMA: Preferred Reporting Items for Systematic Reviews and Meta-Analyses
RCT: Randomised controlled trial

ROM: Recurrent otitis media

SCID: Severe combined immune deficiency

Se: Sensitivity

SID: Secondary immunodeficiency

Sp: Specificity

THI: Transient hypogammaglobulinaemia of infancy

TN: True negative

TP: True positive

WES: Whole-exome sequencing

XLA: X-linked agammaglobulinaemia
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Primary immune deficiencies (PIDs), now more broadly termed inborn errors of
immunity (IEI), are a heterogeneous and rapidly expanding group of monogenic
disorders that impair the development or function of the immune system. Recent updates
from the International Union of Immunological Societies (IUIS) Expert Committee
recognise 555 distinct IEI entities and 17 phenocopies, underscoring the growing clinical
and genetic diversity of these conditions :. These conditions predispose affected children
to a wide range of clinical manifestations including increased susceptibility to severe,
recurrent, persistent, or atypical infections 2. In addition to infections, IEI may be
associated with comorbidities, such as autoimmunity, autoinflammation, severe allergic
disease, and an elevated risk of certain malignancies 3. Given the potential for substantial
morbidity and mortality if undiagnosed or mismanaged, the early and accurate
identification of IEI in the paediatric population is essential to enable timely therapeutic
interventions, including curative haematopoietic stem-cell transplantation in selected
disorders, before irreversible infections or organ damage occur, thereby improving long-

term outcomes and quality of life 4 5.

The diagnostic process for IEI in children often begins with the clinician’s, usually general
paediatrician, recognition of suggestive clinical patterns ¢. To support this early suspicion,
various sets of “warning signs” have been developed and promoted by expert groups and
foundations, including the Jeffrey Modell Foundation (JMF) 7 and the European Society
for Immunodeficiencies (ESID) 8 9. These warning signs typically highlight key clinical
indicators such as the frequency and severity of infections (e.g. recurrent otitis media,
pneumonia, or the need for intravenous antibiotics), the nature of causative pathogens,
failure to thrive, a family history of PID, or characteristic syndromic features. While such
tools help raise awareness and prompting further investigation, the diagnostic
performance of individual signs or their combinations remains variable, and some

concerns were raised of whether warning signs is a useful screen of IEI 0,

Evaluating the diagnostic accuracy of these clinical warning signs is critical for improving
clinical decision-making, both to ensure that children who may benefit from specialist
immunological assessment are identified promptly and to minimise unnecessary
investigations in cases where such assessment is unwarranted. Although some studies
have attempted to investigate diagnostic accuracy of ‘warning signs’ a comprehensive

assessment of the available evidence is still lacking.
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regarding diagnostic accuracy of clinical ‘warning’ signs and established warning sign
criteria for the identification of IEI in a paediatric population. By comparing these clinical
indicators (index tests) against a reference standard of confirmed IEI diagnosis based on
physician assessment and/or validated laboratory investigations, we aimed to determine
their sensitivity and specificity. The findings of this systematic review will help clarify the
diagnostic value of various clinical features, inform potential refinement of existing
warning sign lists, and support clinicians in the early recognition of children who may
require further immunological evaluation for these complex and often life-threatening

conditions.

Methods

This systematic review adhered to the Preferred Reporting Items for Systematic Reviews
and Meta-Analyses (PRISMA) statement 1. The review was registered with the National
Institute for Health Research’s PROSPERO (CRD42024526214) Available from
https://www.crd.york.ac.uk/PROSPERO/view/CRD42024526214).

Search strategy

An extensive electronic search of MEDLINE and EMBASE databases via OVID was
performed from inception to 28th May 2024, using both free text and MESH terms. The
search strategies are provided as supplementary material (Table E1). We also reviewed
the reference lists of included studies and relevant review articles to identify additional
studies and approached experts through professional networks. No restrictions were
applied at the search stage regarding language, publication date, study design, or
publication status. However, only studies written in English were included in the final
analysis. For historical reasons, most of the included studies use the term PID and largely
recruit children with infection-predominant disorders. In line with current IUIS
nomenclature, we use IEI as the overarching term in this review, while retaining the

original terminology (PID/IEI) when describing individual studies.

Eligibility criteria and selection of articles

Studies were considered eligible if they met the following criteria:

Review question. What is the diagnostic accuracy of clinical warning signs for IEI/PID
diagnosis in children compared with the reference (confirmed IEI/PID).

Types of participants. Children from birth to 18 years of age and of both genders.

Index test. Clinical warning signs or their combination.


https://www.crd.york.ac.uk/PROSPERO/view/CRD42024526214
https://www.crd.york.ac.uk/PROSPERO/view/CRD42024526214
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measurement.
Outcomes of interest. Sensitivity and specificity of the index test.
Types of studies. Observational studies, randomised controlled trials (RCTs), as well
as cluster randomised trials, and quasi-experimental trials were included if they reported
diagnostic accuracy data (sensitivity/specificity) for one or more clinical warning signs or
combinations of signs suggestive of IEL.
Studies were excluded if they were narrative reviews, editorials, correspondence,
qualitative studies, animal studies, case reports, or case series. Systematic reviews were

excluded after screening their reference lists for primary studies.

Titles and abstracts were independently screened by pairs of reviewers (AA, 1J, TI) using
Covidence systematic review software (Veritas Health Innovation, Melbourne, Australia).
Full texts of potentially eligible articles were then reviewed independently in duplicate.
Disagreements were resolved through discussion, and unresolved conflicts were resolved
by a third senior reviewer (DM). Data extraction was also performed independently by
two reviewers using a standardised and piloted data extraction form. Extracted variables
included study design, setting, participant demographics, characteristics of the index test
(definition and method of assessing clinical signs), details of the reference standard, and
two by two diagnostic accuracy data. When not explicitly reported, sensitivity and

specificity were calculated from the extracted raw data, if available.

Quantitative analysis

Diagnostic accuracy data were synthesised descriptively and, where possible,
quantitatively. For each warning sign that had sufficient information to construct a 2x2
table, we extracted or calculated sensitivity and specificity and derived positive and

negative likelihood ratios (LR+ and LR-) when feasible.

To account for the intrinsic correlation between sensitivity and specificity for a given test,
we used bivariate random-effects logistic models to estimate summary sensitivity,
summary specificity, and the corresponding summary LR+/LR- and diagnostic odds
ratio (DOR). Summary receiver operating characteristic (SROC) curves were generated to
illustrate overall test performance. All bivariate models and SROC plots were fitted using
Meta-DiSc 2.0 2, and coupled forest plots with 95% confidence intervals (CIs) for

sensitivity and specificity were created in RevMan 13.
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bivariate framework by inspecting the between-study variance components and by
plotting 95% prediction regions around the summary SROC points, as recommended in

the Cochrane Handbook for diagnostic test accuracy reviews 4.

We also examined the spread of study-level estimates on forest and ROC plots as a
descriptive indicator of heterogeneity. Because each warning sign was evaluated in only
4—-06 studies, we did not rely on formal ¥2 or I2 statistics, which are known to be unstable

when applied to meta-analyses with few studies.

Formal assessment of publication bias using conventional tools (e.g. Egger or Begg tests,
Deeks’ regression test) was not undertaken because such methods are not recommended
for small diagnostic accuracy meta-analyses and have been shown to perform poorly when
the number of studies is limited and thresholds vary between studies 15. Instead, we
qualitatively acknowledged the potential for non-reporting and small-study effects in the

Limitations section.

We included studies that lacked sufficient information to construct a 2x2 contingency
table and summarized the original performance metrics as reported by the authors. We
also described the characteristics of the study design, study participants, and approaches

to EIE diagnosis.

Risk of Bias and Applicability Assessment

The methodological quality and applicability of the included studies were assessed using
the QUADAS-2 (Quality Assessment of Diagnostic Accuracy Studies 2) tool. This tool
evaluates the risk of bias across four domains: patient selection, index test, reference
standard, and flow and timing. Pairs of reviewers (AA, 1J, TI) independently conducted
the risk of bias assessment, and discrepancies were resolved by consensus or consultation
with a third reviewer (EI and DM).

Results

Synthesis
Search resulted in a total of 1,728 titles identified, and 1,429 relevant titles/abstracts were
screened for eligibility after duplicate removal (Figure 1). Of these, 70 were selected for

full-text assessment, 58 studies did not meet inclusion criteria, and 12 manuscripts were
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analyses.

Description of the studies

Across the 12 eligible studies included in this systematic review, published between 1991
and 2023, the predominant study design was retrospective. Seven studies 1022 relied on
the analysis of pre-existing clinical records or databases. Three studies 2325 were
conducted prospectively, with active enrolment of children over a defined future time
period. Lankisch et al. employed an ambi-directional design, combining a prospective
evaluation of two warning-sign sets with a retrospective analysis of a third, guideline-
derived set 26. Although described as “descriptive cross-sectional”, Bahrami et al.
collected data contemporaneously over a one-year period and is therefore best classified

as a retrospective cross-sectional study within the broader retrospective group 27.

Participant characteristics

The 12 included studies originated from eight countries (Table 1). The majority of
evidence originated from Europe and the Eastern Mediterranean region, with only one
study conducted in North America. Egypt contributed the largest proportion (3/12, 25%),
with all three studies 29 2. 25 conducted in Cairo. Turkey (Istanbul ¢ and Konya 24) and
the United Kingdom (Edinburgh 18 and Manchester/Newecastle 22) each contributed two
studies (2/12, 17%). Single studies were conducted in Germany 26, Iran 27, Poland 7,
Ukraine 23, and the United States 9. Sample sizes across the included studies varied
considerably, ranging from 50 25 to 2,851 7 participants. Although all studies focused on
paediatric populations some differences were noted, with nine applying an upper age
limit of 18 years, while Galal et al. restricted inclusion to infants under six months of age
25, MacGinnitie and co-authors included patients up to 21 years 19, and Dabrowska et al.

enrolled a small proportion of adults (1.8%), while otherwise concentrating on children

17_

All included studies were hospital-based, with most recruiting participants through
specialist paediatric immunology services at tertiary centres. Seven studies enrolled
children consecutively from dedicated immunology or allergy—immunology clinics 617,19,
22,23, 26, 27, Three studies recruited from broader paediatric departments within tertiary
hospitals: two outpatient series in Cairo 2% 2, and one neonatal/infant cohort assembled
from intensive care and inpatient wards 25. In addition to its clinic-based component,
Lankisch et al. screened all medical admissions for suspected IEI 26. The study by Eldeniz

and co-authors was the only one recruiting healthy individuals presenting for routine care
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immunodeficiency attending outpatient clinics 24. Across studies, referrals were
predominantly made by hospital-based specialists; referrals from primary care were
uncommon and explicitly quantified in only one study 22 where they accounted for 5% of

participants.

The most common inclusion criterion was clinical suspicion of IEI, typically prompted by
recurrent, severe, or unusual infections. Four studies applied established warning-sign
algorithms, either the JMF “10 warning signs” alone or in nationally adapted forms 23 24,

27, or in comparison with other scoring systems 26.

Diagnosis of primary immune deficiency

All 12 studies confirmed diagnoses of IEI/PID through specialist clinical assessment
supported by laboratory investigations, although the diagnostic frameworks and depth of
evaluation varied. Eight studies 16-19,21,22,26,27 reported aligning diagnoses with recognised
international criteria, most commonly those of the International Union of Immunological
Societies (IUIS) or the Joint ESID/Practice Parameter guidelines. Two further studies 23
24 ysed European Society for Immunodeficiencies (ESID) or national diagnostic criteria.
Reda et al. 20 limited its case definition to selective or partial IgA deficiency, based on age-
adjusted IgA thresholds while Galal and co-authors 25 focused on severe early-onset
phenotypes, classifying infants following multidisciplinary case review rather than using
a formal external framework. All studies included baseline full blood count and
measurement of serum immunoglobulins. Eleven studies also performed lymphocyte
subset immunophenotyping via flow cytometry; the exception was Reda et al. 20, which

focused solely on IgA levels.
Diagnostic accuracy of clinical or warning signs
Individual signs

Across included studies, the diagnostic accuracy of clinical or warning signs varied widely,
both in terms of the signs evaluated and the methodological approaches used. Several
studies assessed the performance of the JMF’s “10 warning signs” while others employed

modified or locally adapted algorithms.

Selection yields or diagnostic rates ranged from 17.8% 23 to 72.4% 6, depending on the
referral context and selection criteria (Table 2 and Figure 2). In five studies 17; 19; 23, 26,
27, the JMF score itself was not significantly associated with confirmed IEI, and a

substantial proportion of children diagnosed with IEI did not fulfil any JMF signs. For
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had none of the original JMF signs.

Several studies identified additional predictive markers. These included parental
consanguinity 24 27, vaccine-related adverse events 27, a family history of IEI or early
sibling death 2 22 and clinical features such as lymphopenia and persistent fungal
infections 25. Locally adapted warning signs outperformed the standard JMF list in some
settings; for example, Boyarchuk et al. identified dysmorphic features, microcephaly, and

congenital heart disease as discriminative signs 23.
Combinations of signs

Sensitivity and specificity values for individual signs or scoring systems varied
considerably across the studies. The JMF threshold of >2 signs yielded low sensitivity
(33—63%) in three studies 17-19. 26, whereas Reda and colleagues reported a sensitivity of
94% in their study 2. A single study, assessing locally developed criteria such as the
Diisseldorf algorithm demonstrated higher negative predictive value (up to 91%) and
more favourable performance based on Youden’s index 26. Another clinical scoring
system, proposed by Lyall and colleagues in 1991 18, achieved sensitivity of 85% and
specificity of 77%, though it failed to detect over half of children with combined

immunodeficiency.

Several studies highlighted the limited positive predictive value (PPV) of warning signs
when applied in tertiary settings, with PPV frequently below 40% 7. 19. 26, However,
negative predictive value (NPV) was consistently high (typically >85%), suggesting some
utility in ruling out disease in low-risk individuals. A contrasting finding was reported by
Reda et al. that meeting at least two criteria of the 10 warning signs resulted in a
sensitivity of 94%, a specificity of 64%, a PPV of 68%, and an NPV of 92% 20,

Quantitative synthesis

Due to the lack of standardized definitions and reporting of 2x2 data, quantitative
synthesis was only possible for a limited number of individual warning signs (Table 2
and Figure 3) but was not possible for combinations of signs due to absence of individual

patient data.

Diagnostic accuracy varied considerably across clinical features. Most signs
demonstrated high specificity but low sensitivity, limiting their utility as stand-alone

screening tools. Across warning signs, there was marked between-study heterogeneity in
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study-level estimates in the forest and SROC plots and by the broad prediction regions
around the summary points (Figure 3). For most signs, sensitivity estimates varied by a
factor of approximately two to three between studies, whereas specificity was generally
high but still showed notable variability. These findings indicate that the performance of
individual warning signs is likely to differ across clinical settings and populations, and the

pooled values should be interpreted with caution.

A family history of IEI was highly specific (95.1%, 95% CI 86.9—98.3) but poorly sensitive
(19.0%, 95% CI 10.0—33.3), indicating strong predictive value when present but
identifying only a minority of affected children. Similarly, persistent thrush, failure to
thrive, and deep skin or organ abscesses all had specificities above 89% but sensitivities
below 37%. Signs related to severe infections, such as two or more months of antibiotics
(Se 25.0%, Sp 97.3%) and two or more deep-seated infections (Se 12.6%, Sp 98.2%),

achieved very high specificity but captured only a small fraction of cases.

Among the warning signs, the requirement for intravenous antibiotics demonstrated the
highest sensitivity (71.6%, 95% CI 41.3—90.1), though with only moderate specificity
(64.4%, 95% CI 44.5—-80.2). Recurrent pneumonia (=2 episodes) provided a more
balanced profile, with sensitivity of 50.8% (95% CI 32.5-68.8) and specificity of 77.8%
(95% CI 61.1—88.6). Failure to gain weight also showed moderate discriminatory ability
(Se 36.5%, Sp 89.8%). In contrast, common presentations such as recurrent otitis media
(=4 episodes) and sinusitis (=2 episodes) were poorly sensitive (14.9% and 7.1%,

respectively) despite high specificities (>92%).
Risk of bias

The methodological quality of the included studies was variable (Figure 4). In the risk of
bias assessment, the main concerns were related to patient selection and flow and timing.
Two studies 22 24 were judged at high risk of bias for patient selection, while seven others
were rated as unclear due to insufficient reporting. Only three studies clearly described
consecutive or random enrolment and were assessed as low risk 212627, All twelve studies
had an unclear risk of bias in the index test and reference standard domains, as blinding
of assessors and pre-specified diagnostic thresholds were rarely reported. The flow and
timing domain was judged as unclear in seven studies, largely reflecting incomplete
reporting of whether all participants received the same reference standard, though five

studies were assessed as low risk.
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patient selection, ten studies were considered low concern, while two were unclear 18. 24,
All twelve studies were rated as low concern for the index test domain, reflecting
consistent application of warning signs in relevant clinical contexts. For the reference

standard, eleven studies were judged low concern, while one study was unclear.

Discussion

This systematic review is, to our knowledge, the most comprehensive synthesis to date of
the diagnostic accuracy of clinical warning signs for paediatric IEI. Our findings
demonstrate that while several warning signs are highly specific, particularly a family
history of IEI, deep-seated infections, or persistent fungal infections, sensitivity is
generally low. Consequently, a substantial proportion of children with IEI may not be
identified if reliance is placed solely on traditional warning sign lists. These results
highlight the limitations of existing approaches and the need for refinement of early

diagnostic strategies.

The “10 warning signs” popularised by the Jeffrey Modell Foundation have played a
pivotal role in raising awareness among general paediatricians and non-immunology
specialists. However, our review supports earlier observations that their diagnostic
performance is suboptimal. For instance, previous evaluations have reported that up to
one fifth of children with IEI do not meet any of the JMF signs 28. Similarly, ESID
proposed a reduced list of six adult-focused signs, but these too have been criticised for
their infection-centric approach and limited coverage of the broader clinical spectrum,

including autoimmunity, allergy, and malignancy 8.

Our review demonstrated that the diagnostic performance of individual warning signs is
markedly heterogeneous. When evaluated individually across all types of IEI, features,
such as a family history of IEI, persistent fungal infections, deep-seated abscesses, and
failure to thrive consistently showed high specificity, indicating that when present, they
strongly suggest an underlying immune defect. However, their limited sensitivity means
that many affected children may be missed if such signs are relied upon in isolation. These
findings are consistent with earlier work showing that infection-based triggers alone often
fail to capture the breadth of IEI presentations, which may include autoimmunity, allergy,
or malignancy in addition to recurrent infections. Importantly, common infections such
as recurrent otitis media or sinusitis, though often emphasised in awareness campaigns,

performed poorly as diagnostic discriminators, reflecting their high prevalence in
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in context, taking into account severity, unusual pathogens, or associated non-infectious

features rather than frequency alone.

In contrast to individual features, combinations of warning signs, particularly the JMF
criterion of two or more signs, were developed to enhance sensitivity and prompt timely
referral. Our synthesis indicates that while this approach improves case detection in some
contexts, sensitivity and specificity remain inconsistent across populations. For example,
sensitivities reported for the >2 JMF signs threshold ranged from 33% to 94%, with
substantial variation driven by study design, local adaptations, and patient selection. This
variability mirrors criticisms that the original JMF set, although valuable for awareness-
raising, may not perform optimally as a diagnostic tool. Recent initiatives have sought to
address these limitations through context-specific adaptations and digital integration.
The Primary Immune Deficiency "Centre d'Atenci6 Primaria" that stands for Primary
Care Center in Catalan (PIDCAP) project exemplifies this trend, expanding the JMF list
into a weighted scoring system with 27 paediatric and 24 adult signs, validated against
registry data and piloted within primary care electronic health records 29. By
incorporating additional predictors such as cytopenias, recurrent fever, bronchiectasis,
and autoimmune features, PIDCAP demonstrated the feasibility of embedding expert-
derived scoring into real-world clinical workflows. Such approaches move beyond binary

thresholds towards more nuanced, risk-stratified tools.

Although recurrent infection remains the most frequent hallmark of IEI, a notable
proportion of patients present with non-infectious features. In a recent cohort study, only
~61.8% of individuals had infections as the sole presentation, implying that nearly 20 %
exhibit additional immune dysregulation or inflammatory manifestations 3°. In the
USIDNET registry, 18.8 % of monogenic IEI patients had eosinophilia and 20.9 % had
elevated IgE prior to curative therapy, illustrating that type 2 immune dysregulation is
not rare 3. In paediatric settings, some national registry data indicated around 14 % of
patients manifest at least one autoimmune feature 32. Our findings also need to be
interpreted in the context of evolving data from large IEI registries. In the ESID registry
analysis of 16,486 patients, 68% initially presented with infections only, while the
remaining 32% presented with immune dysregulation, syndromic features, laboratory
abnormalities or malignancy 33. An exclusive focus on infection-centred warning signs
would therefore have missed around one quarter of affected individuals in that cohort.

More recent ESID registry data on 30,628 patients (1994—2024) confirm the growing
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dysregulation, autoinflammation, allergy, malignancy and syndromic features as primary
presenting manifestations 3°. Together, these registry data support our observation that
warning-sign sets dominated by infectious features are intrinsically limited in scope and
are unlikely to perform well when applied across the full contemporary IEI
spectrum.Education and cross-specialty awareness remain central to improving early
recognition. Costa-Carvalho and colleagues 28 argued that generic lists of warning signs
should be complemented by specialty-specific adaptations, enabling pulmonologists,
dermatologists, gastroenterologists, and haematologists to recognise relevant sentinel
features within their clinical domain. Our results support this approach, demonstrating
that relying on recurrent infections alone may overlook a significant subset of children
whose IEI may initially present through autoimmunity, growth failure, or unusual vaccine

responses.

The diagnostic landscape for IEI is being reshaped by genomic medicine. Universal
newborn screening for SCID, as implemented nationally in Denmark since 2020, has
demonstrated feasibility and early population-level impact 34. Parallel advances in NGS
have markedly increased diagnostic yield and are moving earlier in clinical pathways 35
36, Nevertheless, clinical warning signs remain very important as they help prioritise
children for genetic testing, support variant interpretation, and retain value where
genomic access is limited. A tiered approach, warning signs-based triage, basic
immunological tests, and early NGS for high-risk constellations, appears most efficient.
Updating warning signs to reflect non-infectious presentations and embedding them into
electronic decision-support could better align phenotype- and genotype-first strategies,
while harmonised global access to NBS and genomic testing remains essential to ensure

equitable, timely diagnosis.

While available evidence suggests that most warning signs demonstrate higher specificity
than sensitivity, the optimal balance between these parameters depends on context. In
primary care, where the goal is to avoid missed cases, screening tools may need to
prioritise sensitivity, accepting some false positives. In contrast, tertiary or referral
settings may benefit from higher specificity to limit unnecessary investigations. Future
tools should therefore adopt context-specific thresholds or multistep algorithms that

combine broad initial screening with targeted confirmatory evaluation.
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complementary directions: (1) refining warning sign lists through systematic evidence
synthesis and expert consensus, (2) embedding risk-stratification tools such as PIDCAP
into electronic health records to support decision-making in primary care, and (3)
promoting specialty-specific educational programmes to expand awareness of non-
infectious IEI manifestations, and (4) strengthening and expanding neonatal screening
for severe forms of immune deficiency, where available, and supporting research into
screening approaches for more common immunodeficiencies. Given the consistently poor
diagnostic performance of clinical warning signs, universal implementation of validated
newborn screening tests, such as TREC/KREC assays, has proved life-saving yet remains
unevenly adopted across regions 37. In parallel, research should address the diagnostic
yield and cost-effectiveness of these combined strategies in diverse healthcare settings,

particularly in low- and middle-income countries where diagnostic delays remain longest.
Limitations

Our systematic review has several limitations. First, the number of available studies was
limited, and the majority employed retrospective designs based on clinical records, which
are inherently prone to incomplete data capture, recall bias, and variable documentation
of clinical features. Only a minority of included studies were prospective, and these were
generally small in sample size, which may limit the generalisability of results. Second,
substantial heterogeneity existed across studies in terms of populations, referral settings,
and diagnostic criteria for PID/IEI. While some investigations adhered to internationally
recognised frameworks such as the IUIS or ESID criteria, others relied on local or
modified definitions. This lack of standardisation may have contributed to variability in
reported diagnostic accuracy and limits the comparability of results across studies. Third,
the definitions and thresholds applied to individual warning signs were inconsistent. For
example, recurrent pneumonia, recurrent otitis media, or antibiotic use were variably
defined across studies, and some studies relied on caregiver or physician report rather
than standardised clinical verification. Such heterogeneity in exposure measurement
introduces uncertainty and likely contributed to wide ranges of sensitivity and specificity
estimates. Fourth, very few studies provided complete 2x2 diagnostic accuracy data for
individual signs, and quantitative synthesis was possible only for a subset of features.
Combinations of warning signs, which may be more clinically relevant in practice, could
not be robustly meta-analysed due to lack of patient-level data. This restriction may

underestimate the potential utility of composite approaches. Fifth, the included studies
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children referred for recurrent or severe infections, meaning that classic
infection-predominant PIDs are over-represented, whereas IEI dominated by immune
dysregulation, autoinflammation, allergy, malignancy or syndromic features are
under-represented. This introduces both sampling bias (towards patients who access
specialist care) and spectrum bias (towards infection-centred phenotypes), and the
performance of infection-based warning signs observed here may not generalise to
broader IEI populations. Finally, although we attempted a comprehensive search, we
cannot exclude publication bias. Studies reporting low diagnostic value of warning signs
or negative findings may be less likely to be published. We did not apply formal statistical
tests of publication bias, as current methodological guidance discourages their use in
diagnostic accuracy meta-analyses with few studies and variable thresholds, given their
poor performance and low power under these conditions. The potential for selective
publication therefore remains an important limitation of the evidence base.. Given the
small number of studies contributing to each warning sign and the heterogeneous clinical
contexts, we did not perform hierarchical meta-regression, which generally requires >10
studies per covariate to provide stable and interpretable estimates 4. Pooled results
should therefore be interpreted as exploratory summaries that highlight overall patterns

rather than precise effect sizes.
Conclusions

In this systematic review, we found that while certain clinical warning signs for IEI, such
as a family history of IEI, persistent fungal infections, or the need for intravenous
antibiotics, demonstrate high specificity, their sensitivity remain limited. This means that
although these features may strongly suggest underlying disease when present, a
substantial proportion of affected children would not be identified if reliance were placed
on these signs alone. Composite algorithms such as the Jeffrey Modell Foundation’s “10
warning signs” showed variable and often suboptimal diagnostic performance, with

particularly low sensitivity in several settings.

Reliance on traditional lists risks delayed or missed diagnoses. These findings have direct
implications for clinical practice, clinicians should interpret warning signs in context,
incorporating both infection- and non-infection—related features, and use them as entry
points for timely referral, immunological testing, and genomic assessment. Our results

can also inform the next generation of diagnostic tools. Several included studies identified
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that warrant systematic evaluation against established criteria. Comparative assessment
of their diagnostic accuracy may guide refinement of future warning sign lists through
evidence synthesis and expert consensus. Recent studies highlight this evolving direction
and supports integrating novel, data-driven predictors into clinical algorithms 38.
Ultimately, more reliable and context-adapted criteria will improve early recognition,

reduce diagnostic delay, and enhance outcomes for children with IEL.
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Table 1. Characteristics of included studies.
Author, Country Study design Participant IEI type(s) included Definition of Reference Authors
year characteristics positive index test standard for conclusions
IEI diagnosis
Aldirmazet ~ Turkey Retrospective N=232 (mean age Selective IgA deficiency, Not primarily Clinical and The rate of PID
al,, 2014 evaluation of 52.87 + 42.82 THI, IgG subgroup evaluated for laboratory diagnosis was
patient files months; 63.8% male) deficiency, CVID, XLA, diagnostic accuracy of findings, considerably high
referred to a pediatric Hyper IgM, SCID, specific warning signs diagnoses made (72.4%) when
immunology Neutrophil disorders, Presence of warning according to IUIS  subjects who had
outpatient clinic with Hyper IgE signs characteristics frequent infections
frequent infections after at least one were selected by
and warning signs year of follow-up the warning signs
of PID
N=200 (mean age
3.33 + 2.89 years;
57% male) with IgA deficiency, SCID,
suspected PID, hypogammaglobulinemia, ~ JMF 10 warning signs, Laboratory tests No association
Bahrami et referred to a tertiary neutropenia, combined used to create IDR and diagnosis between IDR and
al., 2020 Iran Cross-sectional pediatric immune deficiency, CVID, IDR of >2 suggests PID consistent with PID (OR=0.68,
study clinic/hospital DiGeorge, Hyper IgM likelihood PPDMPI 95%CI 0.31-1.45)
CID with associated or No significant
syndromic features differences for
(Nijmegen breakage JMF warning signs
syndrome, 22q11.2 between PID and
deletion, ataxia- no- PID.
N=107 children telangiectasia, cartilage- Significant
(mean age ~6.2-6.3  hair hypoplasia); antibody Clinical difference for
years) with JMF deficiencies (CVID, manifestation, chronic diarrhoea
warning signs and/or selective IgA deficiency, Presence of each history, physical with
other warning signs  IgG subclasses deficiency); individual sign exam, screening malabsorption,
from the Ukrainian congenital defects of JMF 10 warning signs tests, and in- dysmorphic
Association of phagocytes (congenital and 25 "other signs" depth tests for features or
Boyarchuk Pediatric neutropenia, CGD); from the Ukrainian PID diagnosis. microcephaly, and
etal., 2019 Ukraine  Cross-sectional Immunology, referred unclassified (FINCA Association of Pediatric  Detailed analyses congenital heart
study to immunologists syndrome) Immunology for 72 patients disease
2851 patients referred The 10 warning
with suspected IEI Predominantly antibody Presence of each signs have limited
Dabrowska et  Ppoland Retrospective 2799 (98.17%) were deficiencies: THI, IgG individual sign; ESID diagnostic usefulness in
al., 2023 analysis <18 years old, 52 hypogammaglobulinemia, presence of 1, 2, or 3 criteria, genetic identifying IEI.
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(1.83%) young adults. IgA deficiency, most signs from the 10-sign confirmation in The modified list
58.8% male common or 14-sign list some. of 14 warning signs
JMF 10 warning signs list performed
and 4 additional non- better, particularly
infectious signs (severe for severe IEI
eczema, allergies,
hematologic/oncologic
disorders,
autoimmunity)
N=98 PID (mean age
098.87 + 66.37 Clinical and
months), N=64 with laboratory
SID (mean age 67.89 findings for PID
+ 40.19 months), and  Immunodeficiencies due and SID JMF score cut-off
N=200 healthy to Antibody Deficiencies, diagnosis. SID of 1.5 had Se 92%
controls (mean age combined IDs with Presence of each defined by ESID & Sp 93.5% for
Eldenizetal, Turkey Prospective 65.46 + 63.71 syndromic features and individual JMF sign, criteria and PID/SID vs
2022 study months) SID group. JMF score specific causes controls.
Lower respiratory
tract infections (Se
85%, Sp 50%),
persistent fungal
infections (Se 69%,
Clinical Sp 75%), and
Mainly T cell/Combined assessment, lymphopenia (Se
immunodeficiency with Presence of each sign laboratory 69%, Sp 83%) were
N=50 neonates and SCID being predominant Clinical and laboratory investigations, the most
Prospective infants with clinical phagocytic disorders, signs, including JMF-  molecular testing  significant warning
Galal et al., Egypt observational manifestations unclassified like signs and (WES) when signs for
2019 study suggestive of PID lymphopenia possible diagnosing PID
JMF, DSAI,
Antibody deficiency AWMTF proved
including IgA deficiency, inadequate for
IgG subclass deficiency, patient
CVID. Other categories JMF: 22 signs present. preselection. JMF
included other T/B-cell DSAI: =1 sign and DSAI had
disorders, granulocyte confirmed. AWMF: =1 inadequate
N=210 (mean age 6.5 disorders, sign present. sensitivity; DSAI
Prospective years) admitted to autoinflammatory Duesseldorf criteria: Diagnosis and AWMF
Lankisch et Germany observational hospital with diseases, chromosome occurrence of >1 sign according to IUIS showed
al., 2015 study suspected PID fragility syndromes, from the set classification. insufficient
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immune deficiency specificity.
syndromes, SCID Duesseldorf
criteria performed
better
Laboratory
investigations:
neutrophil
neutrophil dysfunction, function tests,
lymphopenia, SCID, lymphocyte Score had Se 55%
hypogammaglobulinemia, subsets, serum and Sp 84% for
Retrospective IgM deficiency, IgA immunoglobulins  laboratory-proved
review of N=51 (birth - 14 deficiency, C2 deficiency, (IgA, 1gG, IgM, immunodeficiency
prospectively years) referred for myeloperoxidase Score >20 points on IgE), complement and had a false
Lyall et al, UK followed investigation of deficiency, CGD, ICF the Hosking and concentrations negative rate of
1991 patients recurrent infections syndrome Roberton system. (CH50, C3, C4). 45%
Primarily antibody JMF 10 warning
N=141 children deficiencies (THI signs Se 63% and
evaluated for PIDin  hypogammaglobulinemia, Sp 23% and did
an selective IgA deficiency, Meeting criteria not adequately
Allergy/Immunology CVID, XLA). Congenital for a diagnosis as distinguish
clinic, for neutropenia, 22q11.2 per PPDMPI and between patients
MacGinnitie USA Retrospective recurrent/severe deletion with One or more of the physician with and without
etal., 2011 chart review infections immunodeficiency JMF 10 warning signs diagnosed PID
Younger age,
parental
consanguinity,
retarded growth,
Serum IgA levels. recurrent
PAD diagnosis for pneumonia,
comparative prolonged/IV
group in Table 2 antibiotics were
established significantly more
Presence of each previously frequent in those
Prospective individual sign (e.g., (methods not with underlying
enrollment, retarded growth, >2 detailed in this PID compared to
Reda et al., Egypt comparative N=300 (age 1-12 Primarily assessing IgA pneumonia/year, need paper for that those with normal
20142 sub-analysis years) with ROM deficiency for IV Abx) group) IgA
N=204 (median onset = Combined T/B-cell IDs, WHO diagnostic >2 JMF signs had
Reda et al., Egypt Retrospective age PID groups 2-20 predominantly antibody Presence of individual criteria for PID; Se 94% and Sp
2013 analysis months) presented deficiency, other well- JMF sign; meeting >1, laboratory 64%, only 4
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with recurrent, defined syndromes, >2, or >3 JMF signs; investigations individual JMF
severe, or unusual diseases of immune IDR score =6. (CBC, CRP, ESR, signs were
infection at a tertiary ~ dysregulation, congenital cultures, Igs, significant. Family
children's hospital phagocyte defects DTH, lymphocyte  history of PID was
subsets, NBT, the strongest
CD18/CD11) predictor
N=563 (430 with Neutrophil or Monocytic, Clinical records
defined PID, 133 with B Lymphocyte, and investigations
no definable PID Complement, T at regional Family history of
despite Lymphocyte. pediatric PID was the
recurrent/severe Specific examples: SCID, immunology strongest
infections) presented CVID, centers leading to identifier. B-
to tertiary pediatric agammaglobulinemia, a defined PID lymphocyte PID
Subbarayan UK Retrospective immunodeficiency CGD, DiGeorge, ataxia Presence of each diagnosis or "no were harder to
etal., 2011 survey centers telangiectasia. individual JMF sign. definable PID" identify

AWMTF, Association of Scientific Medical Societies in Germany; CID, combined immunodeficiency; CVID, common variable immune deficiency; DSAI, German Patients’
Organisation for Primary Immunodeficiencies; IEI, inborn errors of immunity; ESID, European Society for Immunodeficiencies; IDR, immune deficiency scoring criteria;
IUIS, International Union of Primary Immunology Societies; JMF, Jeffrey Modell Foundation; PID, primary immune deficiency; PPDMPI, Practice Parameter for the
Diagnosis and Management of Primary Immunodeficiency; ROM, recurrent otitis media; SCID, severe combined immune deficiency; Se, sensitivity; SID, secondary
immunodeficiency; Sp, specificity; THI, transient hypogammaglobulinemia of infancy; XLA, bruton agammaglobulinemia; WES, whole exome sequencing. *-The paper
itself did not evaluate the diagnostic accuracy of the warning signs.



Table 2. Summary estimates of test accuracy for individual warning signs, including 95% confidence intervals (bivariate meta-analysis of studies)
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Index test Number Number of Summary Summary Summary LR+ Summary LR- Summary DOR
of IEI/PID sensitivity %  specificity %
studies individuals/ (95% CI) (95% CI) (95% CI)
(95% CI) (95% CI)
Total number
of participants
(%)
Family history of 5% 665/1,222 (54) 19 95.1 3.896 0.851 4.577
IEI/PID (0.945 to 22.166)
(10t0 33.3) (86.9t0 98.3) (0.945 t0 16.066) (0.715 to 1.013)

Two or more 4% 639/1172 (55) 12.6 98.2 7.191 0.89 8.083
deep-seated
infections (8.7t018) (90.31t099.7) (1.05 t0 49.229) (0.829 t0 0.954) (1.114 to 58.66)
Intravenous 5% 665/1222 (54) 71.6 64.4 2.01 0.441 4.562
antibiotics (41.3t0 90.1) (44.5 to 80.2) (1.261t0 3.204) (0.195 t0 0.996) (1.474 t014.116)
Two or more 4* 639/1172 (55) 25 97.3 9.119 0.771 11.833
months of (11.8 t0 45.4) (93.9t0 98.8) (2.755 t0 30.183) (0.609 t0 0.976) (2.924 t0 47.879)
antibiotics
Persistent thrush 5% 665/1222 (54) 28.5 94 4.761 0.76 6.262

(13.4 t0 50.8) (86.81t097.4) (2.38t09.523) (0.595 t0 0.97) (2.725 t0 14.393)
Deep skin and 5% 665/1222 (54) 14.4 97.5 5.843 0.878 6.658
organ abscesses (9.2t0 21.7) (86.4 t0 99.6) (0.82 t0 41.626) (0.797 to 0.967) (0.8611t0 51.482)
Failure in weight 5% 665/1222 (54) 36.5 89.8 3.566 0.708 5.038
gain (25.7t0 48.7) (74.21t0 96.4) (1.366 t0 9.312) (0.588 t0 0.852) (1.706 to 14.882)
Two or more sinus 4% 568/1168 (49) 7.1 92.8 0.991 1.001 0.99
infections (4.9t010.3) (82.4t097.3) (0.31110 3.163) (0.915 t0 1.095) (0.284 10 3.458)
Four or more ear 6* 686/1422 (48) 14.9 97 4.885 0.878 5.564
infections (12.4 to 17.7) (86.51t099.4) (1.024 t0 23.307) (0.829t0 0.93) (1.107 t0 27.963)
Two or more 6* 686/1422 (48) 50.8 77.8 2.286 0.633 3.612
pneumonias (32.51t0 68.8) (61.1t0 88.6) (1.148 t0 4.552) (0.422 10 0.95) (1.278 t010.206)
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DOR, diagnostic odds ratios; LR+, likelihood ratio positive; LR-, likelihood ratio negative;
*Dabrowska 2023 is not included in the primary analyses since age of two percent of study participants was unknown (reported as young adults).
~Reda 2013 is not included in the primary analyses since occurrence of sinus infections is not explicitly reported for non-EIE/PID group.
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Figure legends.

Figure 1. PRISMA flow diagram.

Figure 2. Forest plot depicting sensitivity and specificity of individual warning signs for IEI/PID.
CI, confidence interval; TP, true positive; FP, false positive; FN, false negative; TN, true negative.

Figure 3. Summary receiver operating characteristic (SROC) plots for warning signs: (A) family history of IEI/PID; (B) two or more deep-seated
infections; (C) intravenous antibiotics; (D) two or more months of antibiotics; (E) persistent thrush; (F) deep skin and organ abscesses; (G) failure in
weight gain; (H) two or more sinus infections; (I) four or more ear infections; (J) two or more pneumonias. All studies included in a specific meta-analysis
are presented with summary point, confidence and prediction regions. Each study is represented by a circle symbol.

Figure 4. Risk of bias and applicability concerns summary: review authors' judgements about each domain for each included study and risk of bias and
applicability concerns graph: review authors' judgements about each domain presented as percentages across included studies for QUADAS-2 domains.
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Table E1. Search strategies

Database: Embase Classic+Embase <1947 to 2025 May 28> (via Ovid)

1. (primary adj2 immunodeficienc*).ab,kf,ti.
2. (severe adj2 immunodeficienc*).ab,kf,ti.

3. (combined adj2 immunodeficienc*).ab,kf,ti.
4. (common variable adj2 immunodeficienc*).ab,kf,ti.
5. (antibod* adj2 deficienc*).ab,kf,ti.

6. (IgA adj2 deficienc®).ab,kf,ti.

7. (IgG adj2 deficienc*).ab,kf,ti.

8. "Immune deficienc*".ab,kf,ti.

0. "complement disorder*".ab, kf,ti.

10. "humoral immune deficienc*".ab,kf,ti.

11. "cellular immunodeficienc*".ab,kf,ti.

12.  exp Immunologic Deficiency Syndromes/
13. 1or2or3or4or5or6or7or8or9goriloorilori2
14.  "warning sign*".ab,kfti.

15.  scoring system.ab,kf,ti.

16.  diagnostic model.ab kf ti.

17.  "clinical characteristic*".ab,kf,ti.

18. 14ori15o0ri16or1iy

19.  child/

20. "child*".abkf,ti.

21.  "infan*".ab,kf,ti.

22.  "boy*".ab,kf,ti.

23.  "girl*".ab,kf,ti.

24. "newborn*".ab,kfti.
25.  "toddler*".ab,kf,ti.
26. neonatal.ab,kf ti.

27.  "paediatric*".ab,kf,ti.
28.  "pediatric*".ab,kf,ti.
29. '"neonate*".ab,kf,ti.
30. "adolescen*".ab,kf,ti.
31.  "teen*".ab,kf,ti.

32. 19 Or 20 Or 21 Or 22 Or 23 Or 24 Or 25 Or 26 or 27 or 28 or 29 or 30 or 31
33. 13 and 18 and 32
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Citations, Ovid MEDLINE(R) Daily and Ovid MEDLINE(R) <1946 to May 28,
2025>

1. (primary adj2 immunodeficienc*).ab,kf,ti.
2. (severe adj2 immunodeficienc*).ab,kf,ti.
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6. (IgA adj2 deficienc*).ab,kf,ti.

7. (IgG adj2 deficienc*).ab,kf,ti.

8. "Immune deficienc*".ab,kf,ti.

9. "complement disorder*".ab,kf,ti.

10.  "humoral immune deficienc*".ab,kf,ti.

11. "cellular immunodeficienc*".ab,kf,ti.

12.  exp Immunologic Deficiency Syndromes/
13. 1or2or3or4or5or6or7or8or9gorioorillori2
14.  "warning sign*".ab,kf,ti.

15.  scoring system.ab,kf,ti.

16.  diagnostic model.ab,kf,ti.

17. "clinical characteristic*".ab,kf,ti.

18. 14ori5o0ri6or1y
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Introduction: Here, we present the results of a nationwide newborn screening
(NBS) program in Russia, covering over 2.3 million newborns and employing
TREC and KREC quantification to improve the identification of severe forms of T
and/or B cell immmunodeficiencies and enable early treatment initiation.
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Methods: A two-tier PCR testing strategy was used to define the screen-positive
cohort, followed by confirmatory flow cytometry and genetic diagnostics, including
fluorescent in situ hybridization (FISH) and whole-exome sequencing (WES).
Results: A total of 191 patients were diagnosed with defined forms of primary
immunodeficiencies (PID), encompassing several groups of inborn errors of
immunity (IEl): severe combined immunodeficiency (SCID), agammaglobulinemia,
combined immunodeficiency less severe than SCID, and syndromic forms of PID.
The overall birth prevalence of severe forms of T and/or B cell immunodeficiencies
was 1in 12,298 live births (95%Cl: 1:10,672-1:14,247), corresponding to 8.13 cases
per 100,000 newborns (95%Cl: 7.02-9.37). Although the positive predictive value of
KREC-based screening was relatively low, its use enabled the detection of a
substantial proportion of patients with syndromic forms of PID, including
Nijmegen breakage syndrome and ataxia—telangiectasia, along with various forms
of agammaglobulinemia. Interestingly, 16% of diagnosed newborns had a positive
family history, often with previously undiagnosed affected siblings or parents.
Additionally, a considerable number of newborns detected by NBS presented with
syndromic disorders not currently classified as IEl, suggesting potential avenues for
future expansion of the IEI list.

Discussion: Importantly, early diagnosis through NBS allowed for the timely
initiation of disease-specific treatments, including hematopoietic stem cell
transplantation (HSCT), immunoglobulin replacement therapy, and targeted
immunosuppressive or supportive care strategies. Early intervention may reduce
the risk of severe infections, improve neurodevelopmental outcomes, and prevent
irreversible organ damage or malignancies in predisposed syndromes. Overall, our
study demonstrates the effectiveness of large-scale implementation of TREC/
KREC-based NBS in identifying a broad spectrum of immunodeficiencies and
highlights future directions for improving NBS algorithms, follow-up protocols, and
individualized medical management for affected infants.

KEYWORDS

agammaglobulinemia, inborn errors of immunity, KREC, newborn screening, primary
immunodeficiency, severe combined immunodeficiency, TREC

1 Introduction

As of the end of 2024, more than 40 countries worldwide
have implemented newborn screening (NBS) for severe forms of
T cell immunodeficiency/lymphopenia, based on the analysis
of TREC (T cell receptor excision circles)—a byproduct of
V(D)J-recombination of T-cell receptor genes that happened
during T-cell differentiation within the thymus (1). These
programs include national, regional, or pilot projects (2) and
primarily aim at the identification of infants with severe
combined immunodeficiency (SCID)—the most severe form of
primary immunodeficiency (PID), or inborn errors of immunity
(IEI). SCID is life-threatening unless immediate treatment, usually
hemopoietic stem cell transplantation (HSCT), is provided in
infancy (3).

IEI with low B cell numbers (agammaglobulinemia and others)
(4) can also benefit from early diagnosis and implementation of
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immunoglobulin replacement therapy (IRT) and are potentially
screenable using KREC (kappa-deleting recombination excision
circles) analysis (5). Although there are discussions about the
potential benefits of this analyte in screening panels, many
countries have not adopted it due to perceived high referral rates
and insufficient evidence of the cost-effectiveness and health
benefits ratio (6). Thus, while T cell lymphopenia screening has
seen significant global adoption, the implementation of screening
for agammaglobulinemia remains limited to pilot projects (7, 8) and
is under consideration in various regions.

After a successful pilot project conducted in 2022 (9), in 2023,
Russia initiated a nationwide expanded newborn screening program
(10) that, among other genetic conditions, included severe forms of
T and B cell primary immunodeficiencies, utilizing TREC and
KREC detection via PCR-based techniques.

Here we present the results of the first 2 years of the all-Russian
NBS for PID using TREC and KREC.
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2 Materials and methods

2.1 NBS program

Written parental informed consent was obtained for all
newborns enrolled in the NBS program.

Dried blood spots were obtained on the 2™ day of life in case of
term newborns and on the 7™ day of life in case of preterm

10.3389/fimmu.2026.1742811

newborns according to the national standards. Preterm birth was
defined according to the WHO criteria as delivery occurring before
37 completed weeks of gestation (11).

Age terminology during the perinatal period was
used according to the American Academy of Pediatrics
recommendations (12).

The workflow for the screening for PID in Russia is depicted
in Figure 1.

DBS collection
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FIGURE 1
NBS workflow. FISH for chr21 was included in the workflow since 2024.
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First-tier PCR was performed at 10 centers for expanded
newborn screening: one located in each of the big cities (Saint-
Petersburg, Krasnodar, Ufa, Tomsk, Irkutsk, Rostov-on-Don,
Yekaterinburg) and three located in Moscow (at the
Morozovskaya Children’s City Clinical Hospital; at the National
Medical Research Center for Obstetrics, Gynecology and
Perinatology named after Academician V.I. Kulakov; and at the
National Medical Research Center for Children’s Health of the
Ministry of Health of the Russian Federation) (10). Two
commercial multiplex qPCR-based test systems were used at the
first-tier stage: TK-SMA kit (ABV-Test LLC, Moscow, Russia) and
NeoScreen SMA/TREC/KREC REAL-TIME PCR Detection Kit
(DNA-Technology TS, LLC, Moscow, Russia) according to the
manufacturers’ recommendations. First-tier PCR cutoffs were set
at 100 copies/10” cells.

The second-tier PCR test was carried out in duplicates as
described earlier (9). Briefly, the NBS tests were conducted
utilizing the Eonis " SCID-SMA kit (Wallac Oy, Turku, Finland)
on the JANUS Extraction instrument (Perkin Elmer, Turku,
Finland). Subsequently, real-time PCR analysis was performed
using Applied Biosystems QuantStudio 5 Dx instruments
(Thermo Fisher Scientific, Waltham, MA, USA), according to the
manufacturer’s guidelines and recommendations. Second-tier PCR
cutoff was determined according to the separate study published
elsewhere (13).

Zero copies of TREC/KREC per 10° cells were represented as
0.001 copies/10° cells in figures and in statistical analysis.

Subsequent immunological confirmation of the PID diagnosis
was performed according to the lyse-no-wash manufacturer’s
protocol (Beckman Coulter, US) for multi-color flow cytometry
method, using a Beckman Coulter CytoFLEX flow cytometer and a
custom dry format DURA Innovations antibody panel (LUCID
product line, Beckman Coulter, US) at the Dmitry Rogachev
National Medical Research Center of Pediatric Hematology,
Oncology and Immunology, (Moscow, Russia) as described
earlier (9).

PID diagnosis was established according to the ESID (European
Society for Immunodeficiencies) diagnostic criteria (14). SCID
diagnosis was established according to the Primary Immune
Deficiency Treatment Consortium (PIDTC) 2022 Definitions (15).

FISH analysis was performed on direct interphase nuclei
preparations from whole blood collected in EDTA tubes. Deletion
of the chromosome 22q11.2 region is determined by FISH, using the
dual-color TBXI (22q11) (Spectrum Red) and SHANK3 (22ql13)
(Spectrum Green) locus-specific probe (Leica Biosystems, Kreatech,
US) for the DGS region according to the manufacturer’s
recommendations. Trisomy 21 was detected using the dual-color
RCANI (Spectrum Red)/RBI (Spectrum Green) locus-specific
probe (Leica Biosystems, Kreatech, US).

Whole-exome sequencing (WES) was performed on genomic
DNA samples by targeted high-throughput sequencing (HTS) on
the DNBSEQ-400 instrument in 2x151 bp paired-end mode.
Further processing was performed as described elsewhere (16).
Causative variants discovered by WES were validated by Sanger
sequencing in the patient and parents, where appropriate. If no
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causative variants were detected, the whole-genome sequencing was
performed when available.

As described earlier, the PID patient’s information was
documented in the Russian PID registry maintained by the
National Association of Experts in PID (NAEPID) (17).

2.2 Statistical analysis

The data collected during the study were analyzed using
GraphPad Prism 8.0.1 (GraphPad Software, San Diego, California,
USA). Throughout the analysis, data were presented as median with
interquartile range (IQR), unless specified otherwise. Fisher’s 95%
confidence interval (95%CI) for proportional data was computed
using WinPepi v. 11.65 software (18).

The workflow was constructed with https://app.diagrams.net/.
A Sankey diagram was constructed with https://sankeymatic.com/
build/.

3 Results
3.1 NBS statistics

In total, 2,380,662 infants were born in Russia in the first 23
months since the implementation of NBS for PID. 2,348,872
samples were analyzed in the 1%-tier PCR stage in 10 centers
responsible for NBS, resulting in 98.66% coverage (95%CI: 98.65-
98.68%). 8,329 newborns were screen-positives at the 1%-tier PCR
stage (0.35%; 95%CI: 0.35-0.36%).

Of them, 7,208 DBS samples were received for 2"_tier PCR in
RCMG (86.54%; 95%CI: 85.79-87.27%). The male-to-female ratio
is 134.53:100.00, which is significantly higher than 106.78:100.00 in
the general population (p-value = 4.50x1072', y>-test). Of them,
84.49% were DBS from term newborns (95%CI: 83.73-85.41%)
while 13.96% were DBS from preterm newborns (95%CI: 13.16-
14.78%). The proportion of preterm infants in the sample group
was significantly higher than 5.94% (95%CI: 5.81-6.08%) in the
general population (p-value = 1.05x107%, %>-test). The results of 2™-
tier PCR in full-term newborns were obtained at a median age of 19
days (IQR: 15-27).

At the 2"-tier PCR stage, the vast majority of samples
demonstrated TREC and/or KREC values above the cutoff
(n=6314, 87.54%; 95%CI: 86.76-88.28%) while 898 samples were
considered abnormal (12.46%; 11.70-13.24%) (Figure 2).

Newborns with abnormal screening results were classified into
four groups (I, II, III, and IITa) (Figure 2). We evaluated two key
parameters in these groups, as illustrated in Figure 3: (i) distribution
of newborns with abnormal TREC, KREC, or combined TREC
+KREC results; and (ii) the true-positive rate within each subgroup.
The true-positive rate was defined as the proportion of confirmed
PID cases relative to the total number of newborns in
each subgroup.

Group I consisted of term newborns who were immediately
referred for immunophenotyping by flow cytometry. In this group,

frontiersin.org


https://app.diagrams.net/
https://sankeymatic.com/build/
https://sankeymatic.com/build/
https://doi.org/10.3389/fimmu.2026.1742811
https://www.frontiersin.org/journals/immunology
https://www.frontiersin.org

Marakhonov et al.

10.3389/fimmu.2026.1742811

105 Unknown =

1,006 Prelefml
.

2B1 rerest =

7,208 2na-tiet FCR \

6,087 Tem

Made al SamieyRATIC com

FIGURE 2
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KREC deviations were more common than TREC or combined
TREC/KREC abnormalities (Figure 3). However, the true-positive
rate for KREC abnormalities was relatively low (15.7%) compared to
TREC (57.1%) and combined TREC/KREC abnormalities (78.6%).

Group II included preterm newborns who showed abnormal
results of the second-tier PCR test and had reached 37 weeks of
postmenstrual age at the time. These infants were also referred for
flow cytometry. As expected, TREC abnormalities were most
frequent (61.5%), followed by KREC and TREC/KREC
abnormalities (Figure 3). The true-positive rates were lower than
in term newborns: 23.4% for TREC, 6.9% for KREC, and 36.4% for
combined TREC/KREC abnormalities.

Group IIT consisted of preterm newborns who had abnormal
second-tier PCR results but had not yet reached the postmenstrual
age of 37 weeks. These infants were additionally tested at 37 weeks.
Among the 281 preterm infants with abnormal initial results, 52
(18.51%; 95%CI: 14.14-23.55%) died before the follow-up test could
be performed at 37 weeks of postmenstrual age. Two families
declined further testing, and 57 infants had not yet reached 37
weeks of postmenstrual age at the time of analysis. Of those who
underwent retesting, 89 (31.67%; 95%CI: 26.27-37.46%) exhibited
normalization of TREC and/or KREC levels upon reaching 37
weeks: initially abnormal TREC results normalized upon retesting
in 69.6% cases, as did most KREC abnormalities (in 88.0% cases);
for the combined TREC/KREC group, 70.6% of cases were normal
upon retesting. The remaining after retesting 81 preterm newborns
(28.83%; 95%CI: 23.60-34.50%) had persistently low TREC and/or
KREC levels, prompting referral for flow cytometry (FC) evaluation
(Group Ila, Figure 2). This Group IIIa had a relatively low true-
positive rate: 4.9% for TREC, 20% for KREC, and 6.6% for
combined TREC/KREC abnormalities (Figure 3).

Thus, 513 term newborns (group I), 104 preterm newborns
after the 2"-tier PCR stage (group II), and 81 preterm newborns
after retesting at the 37™ week of postmenstrual age (group Illa)
were forwarded to the flow cytometry (Figure 2). The median time
of flow cytometry analysis since the date of 2"-tier PCR was 6 days
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(IQR: 4-8). Thus, the median age of FC analysis is 24 days for full-
term newborns (IQR: 19-44.5), while for preterm infants it was 37
days (IQR: 24.5-72). Of 698 newborns, 311 demonstrated normal
results of lymphocyte subpopulations analysis, and 286 (40.97%;
95%CI: 37.30-44.73%) were considered healthy and not followed
up further. Despite normal FC results, samples of 25/311 were sent
for genetic testing as syndromic features were observed in the
infants. Of those, 14 were later found to have: Noonan syndrome
due to heterozygous pathogenic variant in PTPNII gene in one,
USP9X-linked syndrome in one, and various chromosomal
syndromes in 12 (22q11.2DS in six; Wolf-Hirschhorn syndrome
due to hemizygous deletion of chromosome 4p16.3 in one; 47, XYY
syndrome in one; Down syndrome due to trisomy 21 in three,
Edwards syndrome in one).

Of the 387 newborns who demonstrated abnormal results of
immunophenotyping, 21 died prior to diagnosis verification (3.01%;
95%CI: 1.87-4.56%), and parents of 8 infants refused subsequent
testing (1.15%; 95%CI: 0.50-2.25%). Fifteen newborns were
diagnosed with secondary lymphopenia (LP; 2.15%; 95%CI: 1.21-
3.52%): five due to exposure to immunosuppressive medications
during pregnancy and ten due to chylothorax or hydrops fetalis.
Seventy-five newborns (10.74%; 95%CI: 8.55-13.28%) were
diagnosed with transient idiopathic lymphopenia (TIL) (Figure 2).
These newborns underwent a whole spectrum of available
immunologic and genetic tests that revealed no pathogenic
genetic variants, and in whom subsequent restoration of
lymphocyte subpopulation parameters was detected upon control
FC at least one month after initial immunophenotyping.

3.2 PID revealed by screening

Finally, 191 newborns were diagnosed with various forms of
primary immunodeficiency (27.36%; 95%CI: 24.09-30.83%). This
resulted in severe forms of PID birth prevalence being 1:12,298
(95%CI: 1:10,672-1:14,247) or 8.13 cases per 100,000 live births
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while the true-positive rate within each subgroup is depicted in the small inset vertical bar plots.

(95%CI: 7.02-9.37 per 100,000 newborns). Their TREC and KREC
values upon 2™-tier PCR are shown in Figure 4.

Of these 37/191 newborns were diagnosed with SCID
(Supplementary Table S1; Figure 5): 15 with T'B'SCID and 22
with T'B*SCID. Overall, the prevalence of SCID in Russia appeared
to be 1:63,483 (95%CI: 1:46,057-1:90,163) or 1.58 cases per 100,000
live births (95%CIL: 1.11-2.17 per 100,000 newborns). The most
prevalent affected gene was IL2RG (27.03%; 95%Cl: 13.79-44.12%),
followed by JAK3 (13.51%; 95%CI: 4.54-28.77%). Rarer defects
were identified in ADA (n=4), DCLREIC (n=4), RAGI (n=4), RAG2
(n=3), AK2 (n=1), and CD3E (n=1) genes. In SCID patients, 13
genetic variants were novel, and 27 have been previously described.
Ten variants were found in a hemizygous state, 12 in a homozygous
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state, and 9 in a compound-heterozygous state. In 5 patients, no
disease-causing variants were identified by WES; their samples are
being tested by other methods at the time of writing (13.51%; 95%
CI: 4.54-28.77%). Interestingly, one out of four patients with defects
of the ADA gene was diagnosed due to absent KREC (0 copies/10°
cells), while the TREC level was above the cutoff (215 copies/
10° cells).

We have identified 49 patients with various defects attributed to
agammaglobulinemia (AGG) (Supplementary Table S2; Figure 6a).
In 16 patients, X-linked agammaglobulinemia (X-AGG) due to BTK
defect (OMIM #300755) was confirmed, with 3 novel and 12
previously described variants identified. Overall, the prevalence of
X-AGG in Russia appeared to be 1:146,804 (95%CI: 1:90,401-
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1:256,837) or 0.68 cases per 100,000 live births (95%CI: 0.39-1.11
per 100,000 newborns). One patient had a previously published de
novo missense variant in the TCF3 gene resulting in AD
agammaglobulinemia type 8A (OMIM #616941). One more
patient had a novel homozygous small deletion of 7 base pairs

SCID genes in NBS (n=37)

affecting the donor splicing site region of intron 7 in the TCF3 gene,
resulting in AR-AGG type 8B (OMIM #619824). Surprisingly, a
large number of infants with low/absent KREC (n=31) were
revealed to have biallelic variants in the IGLLI gene (OMIM
#613500). In them, seven variants were found, three of which

SCID genes priorto NBS (n=201)
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FIGURE 6
Distribution of causative genes identified in patients other than SCID within the NBS program: (a) B cell lymphopenia; (b) combined
immunodeficiencies less severe than SCID; (c) syndromic forms of PID; (d) other syndromic conditions not currently classified as PID. Horizontal
bars represent the number of patients in each group.

have been previously described in patients with confirmed AR
agammaglobulinemia, and four were novel. IGLLI variants were
found in a homozygous state in 18 patients, and in a compound-
heterozygous state in 13 patients. Biallelic defects in IGLLI had a
prevalence of 1:75,770 newborns (95%CI: 1:53,381-1:111,516) or
1.32 cases per 100,000 live births (95%CI: 0.90-1.87 per
100,000 newborns).

Combined immunodeficiency, less severe than SCID,
constituted a significant group of PIDs found during NBS (n=13)
(Supplementary Table S3; Figure 6b). Among them were patients
with monoallelic FOXI3 (n=2), hypomorphic RAGI (n=1), biallelic
DDXI1 (n=1), and monoallelic IKBKG (n=1) variants; no causative
defects were found after WES in 8/13.

A large number of PID patients had various forms of PID with
syndromic features (n=92) (Supplementary Table S4; Figure 6¢).
The vast majority of them comprised 22q11.2 deletion syndrome
(22q11.2DS) patients (n=42). Overall, the prevalence of 22q11.2DS
identified in NBS is estimated to be 1:55,926 (95%CI: 1:41,374-
1:77,597) or 1.79 cases per 100,000 live births (95%CI: 1.29-2.42).
Three more patients were found to have novel single-nucleotide
variants in the TBX1 gene in a heterozygous state and had typical
features of DiGeorge syndrome.

The second largest group of syndromic PIDs consisted of 11
patients with Nijmegen breakage syndrome, all having homozygous
“Slavic” 5-nucleotide deletion in the NBN gene. The prevalence of
Nijmegen breakage syndrome identified by NBS is estimated to be
1:213,534 (95%CI: 1:119,341-1:427,755) or 0.47 cases per 100,000
live births (95%CI: 0.23-0.84).

Seven newborns were revealed to have various novel
heterozygous variants in the FOXNI gene. All of them
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demonstrated a phenotype of combined immunodeficiency with
various syndromic features. In 4/7 cases, variants were inherited
from an apparently healthy parent, in 1/7 it occurred de novo, and
two more families were unavailable for segregation analysis.

Screening also revealed 6 patients with biallelic variants in the
RMRP gene. They demonstrated lymphopenia of variable severity,
ranging from SCID phenotype to mild lymphopenia. Ten distinct
variants were identified; 2/10 were previously described, and the
remaining were novel.

Five patients were diagnosed with ataxia-telangiectasia (AT)
caused by biallelic variants in the ATM gene. Seven variants were
identified; 2 of them were novel, and the remaining were
previously described.

Seven more patients with syndromic forms of PID each had
biallelic variants in TTC7A, NBAS, PI4KA, SPINK5, FANCC, SBDS
genes, and one patient had a monoallelic variant in the CHD? gene.
Eleven patients lacked potential causative variants after WES and
remained genetically unverified at the time of publication.

3.3 Non-PID cases revealed by screening

Forty-six patients were found to have other genetic conditions
not currently classified as PID (Supplementary Table S5; Figure 6d).
The majority of cases were syndromes due to chromosomal
aberrations and included 22 cases of trisomy 21, one case of 45,X,
one case of 47,XYY syndrome, one case of Klinefelter syndrome,
Edwards syndrome, Wolf-Hirschhorn syndrome, and deletion of
the long arm of chromosome 13 syndrome. It is worth noting that
in the first months of NBS, 10 cases of trisomy 21 were revealed
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during WES analysis since no FISH for chromosome 21 was
originally performed. These cases of trisomy 21 revealed no other
potential causative variants for lymphopenia. Later, we
incorporated FISH for chromosome 21 in the first tier of genetic
testing, and an additional 12 cases of trisomy 21 were confirmed.
Other 12/46 cases were represented by monogenic syndromes with
variants in genes DYRKIA (n=2), PTPNII (n=2), TP63 (n=2),
HRAS, EVC2, USP9X, PHGDH, PLEKHG?2, and FGFR3. Genetic
causes of 6 more cases are still under investigation.

3.4 Treatment of PIDs revealed by NBS

Thirty out of 37 SCID patients received HSCT, 23/30 (76,67%;
95%CI: 57.72-90.07%) are currently alive, at various stages post-
HSCT. Two of the four ADA-SCID patients received enzyme
replacement therapy prior to successful HSCT; details of their
treatment will be reported in detail separately (Rodina et al,
submitted). Of the seven patients who did not receive HSCT, one
patient died before final diagnosis, the families of two patients
refused HSCT, four were non-Russian citizens, and the infants and
their families moved back to their countries of origin; all were lost to
follow-up.

All 14 patients with combined immunodeficiency, less severe
than SCID, demonstrated a need for immunoglobulin replacement
therapy (IRT) and immunological follow-up. For two patients
(IKBKG and RAGI deficiency), HSCT is being planned.

Six patients with syndromic forms of PID underwent curative
therapies: one patient with complete DiGeorge syndrome underwent
thymic transplant and unfortunately succumbed to severe CMV
infection; two patients with Nijmegen breakage syndrome and 3
patients with RMRP defects underwent HSCT, all alive at different
time points after the procedure. Initial recommendations for IRT
were made in 48/91 cases of syndromic PIDs; the remaining cases are
being followed by multidisciplinary teams.

All patients with XLA started IRT with IVIG and were
subsequently switched to SCIG.

4 Discussion

We present the results of the first two years of an expanded NBS
program for severe T and B cell immunodeficiencies, utilizing
TREC and KREC quantification and encompassing over 2.3
million newborns. The screen-positive rate at the first-tier PCR
stage was 0.35%, which is higher than previously reported data, such
as the 0.12% rate observed in the Israeli program with a comparable
number of screened newborns (p-value = 3.94x10°°, z-test for two
proportions) (19). This is likely attributable to the inclusion of
KREC measurement, as deviations in this parameter accounted for
a substantial proportion of abnormal samples (Figure 3). The
majority of these initially positive samples (87.54% for both
TREC and KREC) were subsequently confirmed as normal at the
second-tier PCR stage. This high rate of normalization may be
attributed to the early timing of initial specimen collection—

Frontiers in Immunology

10.3389/fimmu.2026.1742811

typically on the second day of life for term neonates—when
TREC/KREC levels may still be physiologically lower (20).
Additionally, technical errors during the first-tier PCR
performed in regional laboratories cannot be excluded as a
contributing factor. Improved accuracy was achieved with the
collection of an additional DBS for second-tier PCR testing in the
central laboratory.

Following multistep testing, 698 newborns were referred for FC,
corresponding to a referral rate of 0.023%o. This rate is significantly
lower than that reported in other national NBS programs, such as
0.15%o in the Israeli program (p-value = 8.26x10™'%, z-test for two
proportions) (19). The confirmation rates varied for different
groups of newborns, with those exhibiting isolated KREC
abnormalities showing a significantly lower true-positive rate
(15.4%) compared to those with TREC abnormalities (39.0%,
p-value = 1.00x10°%, Fisher’s exact test) or combined TREC
+KREC abnormalities (46.6%, p-value = 4.01x107, Fisher’s exact
test). Higher false-positive rates associated with KREC analysis have
been reported in several pilot studies (7, 9, 21). Nevertheless, KREC
testing has proven valuable not only for identifying cases of X-
linked agammaglobulinemia but also for detecting patients with
Nijmegen breakage syndrome—particularly relevant for countries
with substantial Slavic populations (22), as well as those with
ataxia-telangiectasia (23). In addition, KREC-based newborn
screening could facilitate the detection of other IEIs, such as
hypomorphic (as in one of our ADA cases) or delayed-onset
ADA deficiency (24) and Ikaros deficiency (25). Reduced KREC
levels have also been observed in patients with trisomy 21,
potentially guiding early supportive interventions in this
population (26).

In total, 191 patients with PIDs were identified, yielding a birth
prevalence of 1 in 12,298 live births (95%CI: 1:10,672-1:14,247), or
8.13 cases per 100,000 newborns (95%CI: 7.02-9.37). Despite near-
complete coverage of the target population (98.66%), approximately
31,750 newborns were not screened and could account for an
estimated 2-3 presumably missed cases of severe T and B cell
immunodeficiencies. The observed birth prevalence of severe T
and/or B cell immunodeficiencies is consistent with the results of
our earlier pilot study (p-value = 0.5855, z-test for two proportions)
(9). These figures are significantly higher than pre-NBS estimates of
PID incidence in Russia, which stood at 5.7 cases per 100,000 live
births (p-value = 0.0015, z-test for two proportions) (17)—a
noteworthy observation, considering that these earlier estimates
included all forms of IEIs, whereas NBS detects only a small subset.
Forms of PID detected during the two years of NBS represent not
more than 15% of all forms in the Russian registry, which
potentially translates to all PID prevalence of 1 in 1,835.

SCID represents the primary target of NBS screening. In the
present study, the estimated birth prevalence of SCID was 1:63,483
(95%CI: 1:46,057-1:90,163). Although this estimate is lower than
that obtained in our prior pilot study (1:28,986 newborns; 95%CI:
1:14,084-71,428) (probably due to the relatively small cohort in the
pilot study), the difference was not statistically significant (p-value =
0.0511, z-test for two proportions). The current estimate aligns
more closely with global SCID prevalence figures (27, 28).
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Importantly, the observed SCID birth prevalence remains
significantly higher than pre-NBS estimates reported in Russia,
which indicated an incidence of 1:247,000 of live births (p-value =
1.26x107'2, z-test for two proportions) (17). We also compared the
distribution of genes affected in SCID patients diagnosed before and
after the implementation of NBS (Figure 5). Certain causative genes
with very low frequency of defects were identified only in one
cohort, but not the other: AK2 and CD3E defects were identified
only in the NBS cohort, while single cases of NHEJ1, COROIA,
PRKDC, LIG4, and IL7R were observed to date only in patients
diagnosed prior to NBS implementation. Despite these differences,
the overall gene distribution did not differ significantly between the
two groups (p-value = 0.1370, likelihood-ratio %-test), though the
NBS cohort had a tendency for a higher proportion of JAK3 defects
and a lower proportion of X-SCID. Statistically significant
difference is also not observed when only confirmed cases were
taken into account (p-value = 0.1390, likelihood-ratio y>-test).

During the two years of the NBS program, no SCID patients
were missed due to having a TREC/KREC above the cutoff and
being diagnosed on the basis of clinical presentation. In one case,
however, the diagnostic process was delayed as a result of
organizational mistakes.

Post-HSCT SCID survival rate increased significantly form 0.56
(95%CI: 0.46-0.67) in the historical Russian cohort (29) to 0.7667
(95%CI: 0.5772-0.9007) (p-value = 0.0350), and not statistically
significant than those of SCID patients identified in screening
programs summarized by the Primary Immunodeficiency
Treatment Consortium (PIDTC) (0.938, 95%CI: 0.879-0.968) (p-
value = 0.0830) (30). Due to at least a fourfold increase in SCID
incidence, the need for additional HSCT units in tertiary centers in
Russia is obvious.

A substantial proportion of identified patients were diagnosed
with agammaglobulinemia, made possible through the inclusion of
KREC analysis in the NBS program. The overall incidence of X-
linked agammaglobulinemia (XLA) was 1 in 146,804 live births
(95%CI: 1:90,401-1:256,837), which is consistent with previously
reported estimates (31). Among other findings, two hypomorphic
BTK variants were identified, both associated with detectable, non-
zero KREC levels. Unexpectedly, a larger number of patients with
low KREC levels and confirmed B-cell lymphopenia were found to
carry biallelic variants in the IGLLI gene. The description of these
cases is beyond the scope of the present article and will be discussed
in detail in a separate publication.

An important subgroup of patients included those with CID less
severe than SCID. The rate of genetic confirmation in this group
was 38.46%, significantly lower than that observed in the SCID
group (72.97%; p-value = 0.0017). Nevertheless, several notable
findings were observed. A case of hypomorphic RAGI deficiency
exemplified a classic “leaky” SCID phenotype, involving a de novo
missense RAGI variant (NM_000448.2:c.2299C>T, p.Pro767Ser) in
trans with a maternally inherited previously described missense
variant (NM_000448.2:c.1229G>A, p.Arg410Gln). Two
heterozygous novel variants in the recently described FOXI3 gene
(32) were identified in patients with CID and mild craniofacial
dysmorphisms consistent with recent observations (33). Previously
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reported de novo donor splice-site variant in exon 5 of IKBKG
(NM_001099857.3:¢.671+2T>G) (34) was found in a female patient
in a state of somatic mosaicism presenting with CID,
autoinflammatory features, and signs of incontinentia pigmenti.
Another interesting case is a male patient harboring two variants in
the DDXI1 gene who was unfortunately lost to follow-up. This
group of patients requires close clinical monitoring and may benefit
from targeted disease-specific management strategies beyond
standard immunoglobulin replacement therapy (35).

A substantial proportion of PID cases were associated with
syndromic forms, comprising 47.64% of patients (95%CI: 40.38-
54.98%). Genetic confirmation rate in this group is relatively high
(87.9%). Among these, 22q11.2 deletion syndrome (22q11.2DS) was
the most prevalent condition. Notably, in 2 out of 42 cases (4.76%),
the deletion was inherited from an apparently unaffected parent
without a prior diagnosis. Immunological involvement among
patients with 22q11.2DS identified through NBS varied
significantly—from SCID-like T-cell lymphopenia to near-normal
T cell counts. Such phenotypic variability is well recognized in
22q11.2DS (36). According to the literature, NBS can detect
approximately 5-20% of all 22q11.2DS cases (37, 38), although
this proportion depends strongly on the TREC cutoff values
employed in the screening protocol (13). In addition, a
monogenic form of TBXI haploinsufficiency was identified; in 2
out of 3 cases, it was inherited from a clinically unaffected parent.

Not surprisingly, with the majority of the population of Russia
being of Slavic origin, Nijmegen breakage syndrome caused by
homozygous “Slavic” founder variant in NBN was the second most
common diagnosis among patients with syndromic forms of PID.
Although the observed birth prevalence of Nijmegen breakage
syndrome in our cohort exceeded pre-NBS estimates, the
difference was not statistically significant (p-value = 0.1584) (17).
A positive family history was noted for one family, in which the
older sister received the diagnosis only when her infant brother
underwent NBS. It is plausible that the true incidence of Nijmegen
breakage syndrome is underestimated because not all affected
individuals may be detected by TREC-based screening alone (13).
Nonetheless, the addition of KREC analysis proved valuable: 6 out
of 11 patients diagnosed with Nijmegen breakage syndrome
through the NBS program exhibited decreased KREC levels. Early
detection of Nijmegen breakage syndrome through newborn
screening could play a critical role in clinical management,
particularly by facilitating timely HSCT, thereby reducing long-
term cancer risk (39, 40). Moreover, low KREC numbers predict
disease severity, as has been demonstrated previously (40). Hence,
detection of low KREC in these infants may influence the decision
to perform HSCT promptly, in the first year of life.

FOXNT1 haploinsufficiency was identified in seven patients, all of
whom exhibited varying degrees of T cell impairment, consistent with
previous reports (41). Notably, in four of the five cases with available
segregation data, the variants were inherited from apparently
unaffected parents, supporting the observation that T cell function
may improve with age in FOXNI-related immunodeficiency.

Cartilage-hair hypoplasia (CHH), caused by biallelic
pathogenic variants in the RMRP gene, was diagnosed in six
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patients. CHH is known for its broad clinical and immunological
variability (42), and our cohort similarly exhibited a spectrum of
immunodeficiency, ranging from a SCID-like phenotype to mild
lymphopenia. Importantly, NBS enabled a post-mortem molecular
diagnosis to be made in a girl with a CID phenotype who died from
diffuse large B-cell lymphoma at the age of three. She was the older
sister of a female infant identified through the screening program,
also with a SCID phenotype, who was successfully transplanted at
the age of 6 months. As with other studies (43), all CHH patients
with absent TRECs and a SCID/leaky SCID phenotype underwent
transplantation due to urgent indications, except for one patient
whose parents refused treatment. Other CHH patients with low
TRECs and a CID phenotype receive immunoglobulin replacement
therapy, antimicrobial prophylaxis, and are being monitored. It has
been previously suggested (44) that HSCT decision in CHH patients
with low TREC levels should be based on the dynamics of naive T
lymphocyte counts. However, given the high risk of malignancies
and infectious complications (45), the timeline for HSCT in this
cohort requires further investigation.

Ataxia-telangiectasia (AT) is a disorder with substantial
variability in clinical presentation. Within the NBS program, five
patients with AT were identified; notably, two were detected solely
due to low KREC levels with TREC values substantially higher than
500 copies/10° cells (Figure 4). Early diagnosis of AT through NBS
may facilitate improved immunological and oncological outcomes
(46). Although there is no curative treatment for this disease, an
early diagnosis makes family counseling and prenatal diagnosis in
subsequent pregnancies possible and necessary. We previously
reported the median diagnostic delay in AT to be three years
(range 0-14) (17), which led to some families having more than
one affected child. Currently, 25 families (12.9%) with at least two
affected individuals are listed in the Russian PID registry
(unpublished, 2025).

Interestingly, other, unexpected forms of PID that also benefit
from early diagnosis were detected via NBS. For instance, an infant
with an isolated decrease of KREC was diagnosed with
Schwachman-Diamond syndrome (Figure 4).

Positive family history emerged as a significant feature in our
cohort. Among autosomal recessive forms of PID, it was observed
in 4/39 cases (10.26%; 95%CI: 2.87-24.22%). Family history is
recognized as one of the ten warning signs of primary
immunodeficiencies (47). In populations with high rates of
consanguineous marriages, a positive family history may be
observed in up to 66% of cases (48). The proportion identified in
our cohort aligns with values reported for other autosomal recessive
disorders in population-based genetic epidemiological studies of the
Russian population (49). Notably, X-linked forms of PID revealed
by NBS exhibited a much higher rate of positive family history,
accounting for 3/16 X-AGG cases and 3/9 X-SCID cases, totaling
24.00% (95%CI: 9.36-45.13%).

NBS enabled the identification of a substantial proportion of
patients with syndromic conditions that are not currently classified
as inborn errors of immunity (IEI). In some cases, the observed
lymphopenia may be attributable to general immaturity or preterm
birth; however, in others, it may represent a primary immunological
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defect. The latter is particularly likely when recurrent cases with
pathogenic defects exhibit similar immunological profiles—as
observed in two unrelated patients with TP63 variants (50) or
deletion of the long arm of chromosome 13 syndrome (51). We
anticipate that such findings will contribute to the future expansion
of the IEI classification as the number of similar cases continues
to grow.

5 Conclusion

In conclusion, the nationwide implementation of NBS using
TREC and KREC has led to significant improvements in the early
identification of patients with severe forms of T and/or B cell
immunodeficiencies, enabling the timely initiation of life-saving
treatments. Moreover, the program has demonstrated the potential
to refine and optimize NBS algorithms based on insights gained
during the first two years of implementation. Importantly, NBS has
also contributed to the identification of previously undiagnosed
affected relatives within families, emphasizing its broader diagnostic
impact. In addition, screening has expanded our understanding of
immune system involvement in genetic disorders not currently
classified as IEI, necessitating not only further studies of the disease,
but also inclusion of an immunologist in a multidisciplinary team
that follows such patients.
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I — rpamMm
KI' — KHJIOTpaMM
1 — JIUTP

NI'BM — uMMyHOTTI00Y/IMH YeI0BeKa HOPMAJIbHBIH IS BHYTPUMBIILIEYHOTO BBEICHUS

MJI — MAWUIAJIUTP

MUH — MMHYTa

KJI — KJIETKa

MM — MHJIJTUMETP

c['KC — kopTuKOCTEpOU 1B CHCTEMHOTO JACUCTBUS

AJl — ayTOCOMHO-JOMUHAHTHBIN THII HACIEAOBaHUA

AP — ayTOCOMHO-PELIECCUBHBIN THUII HACIEAOBAHUS

LOF — cumxenune Gpynkuuu (loss-of-function)

GOF — ycunenue ¢pynkuuu (gain-of-function)

ME — mexnyHapoHas equHuIa

BUY — Bupyc ummyHoAepuIIMTa YeTOBEKa

TREC — xoumbrieBsie yuacTku, Beipe3annbie n3 JJHK B T-nmumdonmre npu ero co3pesanum (T-
cell receptor excision circles)

KREC — konsressie yuactkn JIHK, BwIpe3anHbie mpu co3peBaHUM B-KIeTok, W3 JIOKyca,
Koaupyromiero kamnma-iens (kappa-deleting recombination excision circle)

KP — kiimHMYecKre peKOMEH1alnu

A®II — anbda-dperonporent

TepMUHbI U onpeaeneHus

[Tepuunbie ummyHnoneumutsl (ITNJ]) — 370 Tpynma BpokIeHHBIX 3a00J€BaHU UMMYHHOMN
CUCTEMBI, HacyHuThIBaromas Oojiee 450 HO30JOTHH, CBS3aHHBIX C YTPAaTOW, YMEHBIIIEHHUEM WIIH
HEMPaBUIBHBIM () YHKIIMOHHPOBAHHUEM OJJHOTO MJIM HECKOJIbKHX €€ 3B€HbeB. [1-5]

I'mnmorammarnoOynuaemus: — cHkeHue ypoBHs IgG (mmmyHoTI00Y1MH G) B KPOBU HUXKE 2-X
CTaHJAPTHBIX OTKJIOHEHWW OT BO3PACTHOM HOPMBI y neredd u Hwke 4,5 1/n (rpamm/muartp) y
B3pOCIBIX. [5]

AramMmarnoOynuHemus: — cHukeHue ypoBHs IgG B kpoBu Hmwke 1,0 /1 B couyeTaHuu C
ypoBHeM IgM (ummyHOTII00yIMH M) B KpoBH HIke 0,2 1/1 1 ypoBHeM IgA (mMMyHOTII00YyIIMH A) B
kpoBu Hmwke 0,1 /71 pu yposHe nepudepudeckux CD19+ B-knerok Himke, uem 2%. [5]

[Iperpancdy3nonnsiii yposenb IgG — ypoBeHb uMMyHOTIIOOYIMHA G, HCCIIEOBAHHBIN B JICHD
nepell BBEICHHEM HMMYHOTJIOOYJIMHA 4YeJOBEKa HOPMAaJbHOTO (T.e. Hambojee HU3KHH ero
MOKa3aTelb B TCUCHHUE MecsIa)™**,

[Mepexmouennbie  B-nmumborurer (CD19+CD27+IgD-) — B-numdouuTsl, KoTOpble HE
skcnpeccupyrot IgD (umMmyHorno6ymnun D), sxcnpeccupyror IgG, IgA u IgE (ummyHnornooynun E),
SBJIAIOTCSI MHIMKATOPaMU HOPMaJbHOW aKTUBALIMU U PAa3BUTHUS B-IMMQPOUNUTOB B repMHUHATHBHBIX
HEeHTpax JUM(ATHUECKUX Y3JIOB H JPYrHMX BTOPHUUHBIX TUMQOUIHBIX TKaHsX. [6]

1. KpaTtkaa wuHcpopmauusa no 3aboneBaHUd WM COCTOAHUIO (rpynnbl
3aboneBaHUN NN COCTOSIHUMN)

1.1. OnpepneneHne 3aboneBaHUsAs UNMU COCTOSHUA (rpynnbl 3aboneBaHun unu
COCTOSIHUN)

I[MNJI ¢ mnpeuMylIeCTBEHHBIM HApYIIEHHEM CHHTE3a AaHTUTEN NPEACTaBISAI0T co00i
TeHETUYECKU JIETePMUHHPOBAHHBIE 3a00JIEBAHUS, XapaKTEpU3YIOLIUecs HapylleHHeM IMpoliecca
aHTUTENI000Pa30BaHMsI B OTBET HA MEPEHECEHHYI0 MH(EKUMI0 MM BakuuHauuio. JlaHHas rpymmna
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BKJIIOYAaeT B ceOsi IIMPOKUN CIEKTP HO30JOTHH C BapuaOelIbHBIMM HM3MEHEHHSIMH IOKa3aTeleH
I'YMOPAJIBHOTO M KJIETOYHOI'O 3BEHA: OT BBIPA)KEHHOI'O CHWKEHHS BCEX KJIACCOB CHIBOPOTOUHBIX
MMMYHOTJIOOYTMHOB (BIUIOTH JI0 WX IMOJHOTO OTCYTCTBHSI) W OTCYTCTBHA B-nmumpouutoB 1o
CEJICKTUBHOTO Aeduiinta anture. [6]

[Tl ¢ npeuMylecTBEHHON HEIOCTATOYHOCTHK) AHTUTEN T'E€TEPOTCHHBI IO KIMHUYECKUM
MIPOSIBJICHUSIM, BO3pAcTy Je0rTa CUMIOTOMOB M H3MEHEHHUSM B IOKAa3aTeNsIX T'yMOPaJIbHOTO U
kietouHoro 3BeHa OBUH (O6mas BapuabenbHas MMMyHHash HEAOCTATOYHOCTb), X-CLEIJICHHAS
araMMmarjoOyJIMHEMHsI, ayTOCOMHO-PEIIECCUBHAsE ~araMMarjioOyJMHEeMHUs, CEJeKTUBHBIA [gA
neuuuT, HapylmIeHWe CHHTe3a CHenu()UYECKUX AaHTHUTEN, TPAH3UTOpHAS MJIAJeHYECKas
rurnoraMmmariioOynHemus, 1epunuT noakinaccos IgG).

1.2. 3tuonorma M natoreHe3z 3aboneBaHUsi WU COCTOSIHUA (rpynnbl
3aboneBaHU UNN COCTOAHUN)

B ocnoBe pazutma [IM/] ¢ npenMyleCTBEHHBIM HapylmIEHHUEM CHHTE3a AHTHUTEN JICKUT
HapyueHue quddepeHunpoBky B-mumponnToB Ha pa3HbIX ATanax:

1. aHTUT€H-HE3aBUCUMOM (B KOCTHOM MO3TE€);

2. aHTUTeH-3aBUCUMOM (B B-30Hax nepudepudeckux TMMQPOUTHBIX OPraHOB)

KoneunsiMm »sTtanom guddepenunposku B-mumdonuroB sBnsercs ¢dopmupoBanue B-
TUMQOITUTOB AMSITH U IJIa3MaTHYECKUX KIIETOK, OCYINECTBIISIONMX aHTUTEIONPOIyKIHO. [6-8]

MyTtanuu B TeHax, BOBJICUCHHBIX B pa3BuTHE U JU(epeHITpoBKY B-kieTok Ha paHHUX
stanax, npuBoaar K GopmupoBanuio popm I[N ¢ panaum neGrotom. JIJis HUX XapaKTEPHBI
BBIPAKEHHOE CHIKEHHE BCEX KJIACCOB MMMYHOTJIOOYIMHOB BIUIOTH J0 aramMMmarjoOyauHEeMHUH ¢
CYILECTBEHHBIM CHMKEHHEM WJIM NPAKTUYECKU NMOJHBIM OTCcyTcTBUEM B-knetok. Okono 90% Bcex
CIydaeB HACJICJICTBEHHOW aramMMmariioOyJMHEMUU TIpelIcTaBlieHbl OoJsie3Hbl0 bpyrona (X-
CIETJICHHOW arammaryio0oynuHemuei), octanbhbie 10% mpencTaBieHbl HE CHEIJIEHHBIMHU C TTOJIOM
arammarnoOymuHemusimu [9]. B ocHoBe X-cliemyieHHON araMMarjioOy IMHEMHH JICKHUT HAPYIICHUE
CUHTEe3a TUpOo3WHKWHa3bl Btk (Ha3zBanHOU 1m0 aBTOpYy BpyTOHOBCKOI), MPUHHUMAOIICH ydacTHe B
co3peBanuu B-mumdonutoB B KocTHOM Mo3re. CeICTBUEM ATOTO SIBIISETCS MPAKTUYECKU MOJHOE
otrcyrctBue B-nmumdonuroB B nepudepudeckoil KpoBU U nepudpeprudeckux TUMQPOUTHBIX OpraHax
U TSDKETble HapyLIEeHUs aHTUTEJONPOIYKIMH BCEX M30TUIIOB HMMYyHorjaoOymuHoB. ['en Btk
HaxoauTcs Ha X-xpomocome (Xqg21.3), modToMy AaHHOW OOJE3HBIO CTPAJAIOT TOJBKO JIHIA
MYKCKOTO T0JIa, B TO BpeMsl KakK >KCHIIUHBI SBISIOTCS OECCUMMOTOMHBIMH HOcHUTensiMu [6, 7]. B
OCTaJbHBIX CIIy4asX K Pa3BUTHIO araMMarjoOyJlIMHEMUU TNPHUBOJAAT MYTAallUd B JPYTrUX TeHax,
OOJIBIIMHCTBO M3 KOTOPBIX HacJenyeTcs MO ayTOCOMHO-pellecCHBHOMY Tuiy. HacnemoBanue
TOJBKO OJHOW M3 TEHETUYECKUX (OpM MPOUCXOAUT MO AayTOCOMHO-JIOMHHAHTHOMY THUITY
(ITpunoxenue A3.2) [10].

HaubGonee uvactoil xnuHuuecku 3Hauumont dopmoit TN ¢ HapylieHneM cHUHTE3a aHTUTEN
apisgercs OBUH. B OonblIMHCTBE CllydyaeB YCTaHOBUTH T'€HETUYECKYIO OCHOBY 3a00JIeBaHMS HE
MPEACTABISIETCS BO3MOXKHBIM. BeposdTHee Bcero, y NalIMEHTOB MMEET MECTO COYEeTaHUe
OTIPENICIICHHBIX TOJMMOP(HU3MOB T'€HOB C YCIOBHSIMH BHeEIIHeW cpenbl. [6] Omnako, Omaromaps
Pa3BUTHIO MOJIEKYJISIPHOM TeHeTukH, y 4yacTu nauueHtoB ¢ OBUH ynanochk BBISIBUTH IPUUMHHO-
3HAQYMMbl€ MYTAallUU U YCTAHOBUTh MOHOTEHHBIN THII HACJIEIOBAHMS, YTO IPUBENIO K BBIICICHUIO
OTIIEBHBIX HO30JIOTHYECKUX (hOpM, HEKOTOpPHIE M3 HUX BhIBeJeHBI W3 auarHoza OBUH B apyrue
paznensl KinaccuUKauu BPOXKIESHHBIX OMIMOOK MMMYHUTETa W Tenepb He oTHocsaTcs k [THJ] ¢
MPEUMYILECTBEHHON HEAOCTaTOYHOCThIO CHHTe3a aHTuTen. Hapsany ¢ 3Tum  omucan psijg
noMMop(u3MOB, KOTOpBIe TipenpacnoiaraoT kK passutuio OBHH, HO He ABIsSIOTCS OOIUTaTHO-
naToreHHeiMu [5, 11].

CenextuBHbiii IgA aedunutr — Hambosee MIMPOKO PACIPOCTPAHEHHBIH B MOMYISIIIHH, HO
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3a4aCTyl0 KIMHAYECKH He 3HauuMblil [IM/] ¢ mpeumynecTBeHHbIM HapylIEHUEM CUHTE3a aHTUTEI.
MexaHu3M pa3BUTUSI M THI HAclIEAOBaHUS CeleKTUBHOro IgA peduiura HEU3BECTEH.
[Ipenmonaraercs, 4To K Pa3BUTHIO Je(EKTa MOXKET MPUBOJUTH WU HAPYIICHUE MEPEKITIOUCHHS
TUMQOIUTOB Ha cuHTEe3 IgA, WM HapymeHue co3peBaHus IgA mpoaynupyromux JTUMQOLIUTOB.
[Tpu 5TOM CHHTE3 IPYruX KIacCOB MMMYHOTJIOOYJIMHOB OcTaeTcsi B HopMme. Cpenu 4jIeHOB OTHOU
cembH MOryT ObITh narenTsl ¢ OBUH u ¢ cenektuBHbIM IgA nedumnmrom, Kpome TOro B TeUECHHUE
’KM3HU OJIHOTO MAlMEHTa CelNeKTUBHbIN IgA neduuut moxer TpanchopmupoBatbes 8 OBUH [6].
MouiekynsgpHo-TeHeTHUeCKass OCHoBa pa3BuTHs jAeduuura noxaxinaccoB IgG  Ttakxke
HensBecTHa. OCHOBHOE KIIMHUYECKOe 3HaueHue mMeeT nedunut 1gG2-noaknacca. Hedumur 1gGl
He paccMmarpuBaercs B AaHHo# rpymme IIM]], Tak kak, cocTaBisisi OCHOBHYIO 4acTh oOmero IgG,
NpUBOIUT K runorammarioOynuHemuu. Jlepuuur IgG3, kak mpaBuiio, UMeeT 3HAYEHHUE, €CIIU
coueraercss ¢ JAePUUIUTOM JpYyrux mojakiaccoB unu nepunutoMm IgA, a nepunur 1gG4, B
OOJIBIITMHCTBE CITy4YaeB, SIBISCTCS CIIyJaiHON HaXOKOH M MpOTeKaeT OeCCUMITTOMHO. [6]

1.3. Annaemumonorus 3aboneBaHUsi ULNIM COCTOSAHUA (rpynnbl 3aboneBaHun unu
COCTOSIHUN)

[MN]] ¢ mpenMyIeCTBEHHbIM HapyIIEHWEM CHHTEe3a aHTUTEN IMPEACTaBIsAIOT COO0M camyro
pacmpoctpanennyto gopmy [MTN]] — (6onee 50% ot Bcex marmenToB, crpamaromux [TAJ) [7, 14-
16]. B Poccumiickom peructpe mamueHtoB ¢ I[1M]] 3apeructpupoBano 782 mammenta ¢ [TU]] ¢
MPEUMYIIIECTBEHHBIM HApyIIEHWEeM CHHTe3a aHTuTeN, 4ro cocraBimser 30% obmero wucia
maruenToB ¢ T[T/,

YacToTa BcTpewaemoctu paznuanbix Gopm [T1]] ¢ HapymieHneM cuHTe3a aHTUTE BapbUPYET
B IIMPOKUX Mpefenax u 3aBucut ot Gopmer TTA/I.

OBUH — nau6osee 4acThlii TMarHo3 B COy4asx BBISBICHUs KIMHUYECKU-3HaumMoro [TN]] y
B3pocibiX. ToyHas pacmpocTpaHeHHOCTh AaHHOUW dopmbl [1M]] HemsBecTHa, IO pa3HBIM OIICHKAM
oHa coctassieT oT 1:10000 mo 1:50000 [6, 12]. My>X4uHBI 1 )KSHIIMHBI CTPATAIOT OT 3a00JI€BaHUS
B paBHO#1 crenenu [13].

Pacnipoctpanennocts arammarnooynuHemun BappupyeT oT 1:100000 mo 1:200000. Tak kax
OOJBIIMHCTBO  CIy4aeB HacieAyloTcsi X-CLUEIJICHO, KIMHUYECKHE MPOSBICHHUS  HUMEIOT
MPEUMYIIECTBEHHO MAIMEHThI MY»KCKOT0 Tiosa [6, 8].

CenextuBHbIi IgA nedumur npencraBiaser coboit Hambosee dwactyro (opmy TN ¢
HapylIeHHeM CHHTe3a aHTuTeNn (pacmpoctpaHeHHocTh OT 1:142 no 1:18000), omHako y
OOJBIIMHCTBA MAIMEHTOB 3a00JieBaHHE NPOTEKaeT OecCHMMITOMHO. PacmpocTpaHeHHOCTh cpeau
JIMIT MY>KCKOTO U JKEHCKOTO I0J1a O JiHaKoBas [6, 12].

Hctunnas pacnpocTpaHeHHOCTh AeuuuTa crenuuyecKux aHTuTen © jAeduuura
noakinaccoB IgG Hew3BecTHa, Tak Kak B pANE CIydaeB JaHHbIE H3MEHEHHUS HE MPHUBOIAT K
Pa3BUTHUIO KJIMHUYECKHU-3HAYUMBIX HHGpekuuii. Kpome Toro, B pyTHHHOW MNpakTUKe aHaIIU3
MOJKJIACCOB MMMYHOTJIOOYJIMHOB M HCCJIEIOBAHUE THUTPOB CIEUU(DUYECKUX AHTUTEN HE BCeria
noctymusl [6, 14].

OueHuth pacrnpocTpaHeHHOCTh Apyrux ¢opm [IN]] ¢ mpeumyiiecTBEHHBIM HapyIIEHHEM
CHHTE3a aHTHTE] Ha CETOJHSITHUNA JICHb HEBO3MOXXHO [6].

1.4. OcobeHHOCTM KoauMpoBaHuA 3aboneBaHMA WM COCTOAHMA (rpynnbl
3aboneBaHumn unm COCTOSIHUN) no MexayHapoagHoun CTaTUCTUYECKOMN
Knaccudpukauumm 6onesHen n npoodrem, CBA3aHHbIX CO 340POBLEM

Knaccudpukamus [N nmo Mexnynapoanoit knaccudukanuu Oonesneir 10 mepecmotpa

(MKB-10) ycrapena m He OTpakaeT COBpEMEHHbIe aaHHble. HamOonee akTyalbHOW SBISETCS
knaccudukanus [TMJ], ocHoBaHHas Ha BBISBIsEMOM MMMYyHoJorudeckoMm aedekre (IIpunoxxenue
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A3.2) [5, 15].

D80 — MMmyHOIEUIUTEI ¢ TPEUMYIIECTBEHHON HEIOCTATOYHOCTHIO AaHTUTET

D80.0 HacnencrBeHHas runoraMmariaoO0ylIMHEMHUs

D80.1 Hecemelinas runoraMmario0yIMHeMHUs

D80.2 N36upaTenbHblil 1eUIIT UMMYHOTJIOOYIMHA A

D80.3 N36mupaTenbHblii 1eUIUT TOKIACCOB UMMYHOTII00ymuHa G

D80.4 N36upaTenbHblil 1epUIUT UMMYHOTIIOOyIrHa M

D80.5 IMmMyHO1e(UITUT C MOBBIIICHHBIM COACPKAaHUEM UMMYHOTJIOOyMHA M [1]

D80.6 HenocTaTtoyHOCTh aHTUTEN ¢ OJIM3KUM K HOpPME YPOBHEM MMMYHOIJIOOYJIMHOB WJIU C
TUIEPUMMYHOTJIOOyTMHEMUEN

D80.7 Ilpexopsimas runoraMmmaraoOyInHeMus 1eTei

D80.8 dpyrue uMmmyHO1e(DUIIUTHI C TPEUMYIIIECTBEHHBIM Je()EeKTOM aHTUTEI

D80.9 UmmyHOAEPHUITUT C TPEUMYIIIECTBEHHBIM JIEEKTOM aHTHUTEN HEYTOYHEHHBIN

D83. — O6mwmit BaprabenpHbI MMMYHOAC(DUITUT

D83.0 OO6mmit BapualGenbHBII MMMYHOJAEHUIIUT C TPEOOIANAIONIUMH OTKJIOHEHUSMUA B
KOJIM4eCTBE U (PYHKIMOHAIBHON aKTUBHOCTU B-KiteTok

D83.1 OO6mmit BapuaOenbHBIH UMMYyHOACPUUMT C MpeoOiajaHMEeM  HapylIeHUM
UMMYHOPETYISATOPHBIX T-KI1eToK

D83.2 OO0uuit BaprnabenbHbIii UIMMYHOIEPHUIUT ¢ ayToaHTUTeNnamMu K B- nimm T-kineTkam

D83.8 [Ipyrue oOrue BaprnadbenbHbIe UMMYHOIe(DUITUTHI

D83.9 O6mmit BapuadeibHbIii IMMYHOACDUIIMT HEYTOUYHEHHBIH [16]

[1] x nmaHHOM KaTeropum OTHOCATCS BapuaHThl THunep-lgM-cuaapoMoB 06e3 nedeKToB

KJIETOYHOTO 3B€Ha MMMYHUTETA, OCTalIbHbIEe (OPMBI KJIaCCUUIUPYIOTCS KaK KOMOMHUPOBAHHBIE
[nna).

1.5. Knaccudukauusa saboneBaHmMsa unu coctosiHuA (rpynnbl 3aboneBaHnn unu
COCTOSIHUN)

Cwm. [Ipunoxenue A3.2.

1.6. KnuHu4yeckas KapTuHa 3aboneBaHMA WNM  COCTOAAHMA  (rpynnbl
3aboneBaHU UM COCTOSAHUN)

[MU]] c¢ mnpenMyIIECTBEHHBIM HapyIIEHHEM CHHTE3a AaHTHUTEN IPEJICTaBIseT coOoi
Pa3HOPOJHYIO TpyNIy Ho30JO0rui. Jlns kKaxaoi u3 GopMm XapakTepeH CBOW YHHUKAIbHBIA CIIEKTP
KJIMHUYECKMX MPOSBICHUNH W PA3JIMYHBIM BO3pacT MOSIBIEHUS CUMITOMOB. OObeIuHsIOImEeH
XapaKTepHOW 0COOEHHOCTHIO SBISETCS HATMYME PELUANBUPYIONINX HH(EKIHA, TPEUMYIIECTBEHHO
CHHO-ITYJIbMOHAJIBHOTO TpPaKTa C TIOBBIIIEHHOH BOCHPUMMYHMBOCTBIO K HMHKAICYJUPOBAHHBIM
OaKTEpHIM.

Tsokensle peruauBupyonMe HH(EKIMHW OpraHoB JblxaHus y mnamueHtoB ¢ [IHUI ¢
MPEUMYIIECTBEHHBIM HapyLUIeHHEM CHHTE3a AaHTUTEN NPUBOJIAT K Pa3BUTUIO CTPYKTYPHBIX
M3MCHEHUI JISTOYHOM TKaHU: OPOHXO0IKTa3bI, THEBMOCKIIEPO3, MHEBMOGHOPO3. [17-19]

BropbiM 10 yacToTe MH()EKIMOHHBIM MPOSBICHUEM IOCE CHHO-IYIbMOHAIBHBIX MH(EKIUI
SBIIAIOTCS MH(EKLIMOHHbIE MOpakeHus >xenyaouHo-kumeyHoro tpakta (OKKT). MudexnuonHas
SHTEPOINATHsI MOXKET OBbITh BbI3BaHA CHHIPOMOM H30BITOYHOTO OaKTEpUAIBHOTO pocTa WIU
cneunpuyeckuM Bo30ynuTeneM. B KIMHMUYECKOW KapTHHE OHM MOTYT COYETaThCs C KOXKHBIMHU
UHOEKIUAMH, HHPEKIIMOHHBIMU apTPUTAMU U IPYTUMHU HH(PEKIIMOHHBIMH MTPOSBICHUSMH.

XapakTepHO 0COOEHHOCTHIO MH(EKIIMOHHBIX MPOIIECCOB SBISETCS (KaK M B Clydae JPYrux
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dopm TIM]]) TOpOMAHOCTh K CTAaHAAPTHBIM CXEMaM AHTHOMOTHKOTEPAIUH, a TAKXKE OTCYTCTBUE
npeapacnojaraomux (GakTopoB [UIs pa3BUTHA TOKENbIX WHPEKIHWd (Hampumep, KypeHus,
HeOJIaronpusTHBIX ycioBuit Tpyna) [8].

C KIMHMYECKOM TOYKM 3peHus, Hauboublyto akTyaiabHocTh U3 [IN]1, nepeuncieHHbIX BbILIE,
Y B3pOCIIBIX U I€TEH UMEIOT:

- ArammarinoOynuHeMHs, BKIIOYas X-CICIUICHHYIO arammarioOyinuHemuro (00Je3Hb
Bpyrora);

- OOutas BapuabenbHas UMMYyHHas HegocraTouHocTs (OBUH):

- CenextuBHbIN IgA nedummr:

- ledurut nonknaccos IgG;

- CenexTuBHBIN NeDUINT CTICUPUICCKUX AaHTUTEIT;

- Tpan3uTopHas MmiageHuYecKkas runoraMmmarioOyanHeMus

X-cuennenHas arammaryiooynunemus (bonesnp bpyrona)

K xapaxrtepubiM ocoOeHHocTssM 3Toil ¢opmer [IM]J], kpome mnpenpacnonokeHHOCTH K
MH()EKINSIM, OTHOCSATCS:

- CumnTombl 3a00JIeBaHMsI, KaK MPaBUJIO, BO3HUKAIOT B MEpHOJ OT 6 MecsameB 10 1 roma
KU3HU peOeHKa, KOTJa MPOMCXOAHWT HCTOIIEHHE TMOJYYCHHBIX TPAHCIUIAIGHTAPHO OT MaTepu
aHTHTEN, a CHHTE3 COOCTBEHHBIX HE OCYILECTBISIETCS B aJieKBaTHOM KosimdectBe. OHako, B Oojee
PEIKUX caydasx 3abojieBaHue MOKeT MaHu(eCcTHpoBaTh U mocie 1 roxa sxusuu; [6, 7, 20]

- B HEKOTOPBIX CiTydasix MOKET HaOIIOAaThCsA OTCTABAHUE B (PU3HUECKOM Pa3BUTHU; [6]

- Henmopazsutue mnepudepuuecknx IUMQPOUAHBIX OpPraHoOB (THUIOIUIA3Us MUHIAINH,
aumdoyson); [20]

- XpoHHUYECKOE TeUEHNE CUHYCUTOB C YaCTHIMU 000CTPEHUSAMU;

- BpoHx03KTa3bl, KaK ClIeICTBUE HEOJHOKPATHO MEPEHECEHHBIX THEBMOHMUIA;

- HetipoceHcopHast TyroyXxocCThb, KaK CJI€JCTBHE IICPCHECEHHBIX THOMHBIX CPEAHUX OTHTOB; [6]

- lepopmanust cycTaBoB, Kak CJI€/ICTBUE EPEHECEHHBIX NHPEKIIMOHHBIX U HENH(EKIIMOHHBIX
apTpuToB; [6]

- Helitpornienus B ne6rore 3a0071eBaHus;

- B menbmeit crenenu, yem s apyrux dopm I[N, nns bonesnun bpyrona xapakTepHs
COIMYTCTBYIOIIME HEUH(PEKIMOHHBIE OCJIOXKHEHHS, TaKhue KaK ayTOMMMYHHBIE IPOSIBICHUS,
BocramuTenbHOe 3aboseBanue kumeunuka (B3K). Tem He meHee, Mo cCpaBHEHHMIO CO 3I0POBOM
MOMYJISIIIUEH, PUCK YKa3aHHBIX OCJIOKHEHHUI 3HAYMTENbHO BhIlIe. Hampumep, MoxkeT HaOM0aThCs
pa3BUTHE TaKUX OCIOKHEHUI KakK FOBEHWIBbHBIN PEBMATOUIHBIA apTPUT, KOJOPEKTAIbHBIN pak,
KpoHo-no1o6HO€ BocmanuTenbHOE 3a00IeBaHue KullleuHrka, caxapuelii auadet (CH) I tuna. [7, 8,
20]

Knunuyeckass kaptuHa Apyrux ¢(opMm aramMmmarioOyauHeMuil (ayTOCOMHO-PELECCUBHBIX H
ayTOCOMHO-JIOMUHAHTHOMN) CXO/IHA C TAaKOBBIMH NP X-CIEIIEHHOW arammarinoOynuHemu. [5, 8,
14]

O6wan BapnabenbHaa UMMyHHaAa HegocTaTtovyHocTb (OBUH)

- IlepBble KIMHUYECKHE CUMIITOMBI 3a00JIEBaHUsI MOTYT MOSIBUTHCSI KaK B JETCKOM, TaK U BO
B3pOCJIOM Bo3pacTe. MHOTHE aBTOPHI BBIACIAIOT JBa MHKA J1e0I0Ta CUMIITOMOB, XapaKTePHBIX IS
OBUH: mexay 2 u 5 ronamu, a Taxoke Mmexay 18 u 25 romamu; [12, 21]

- IlomuMo MHQEKIMOHHBIX MNPOSBICHUNA 3a00yieBaHUS (CXOXKUX C MEPEUYUCICHHBIMHU IS
6one3nn bpyrona), mis OBUH xapakTepeH IHMPOKUN CIEKTp HEWH(EKIIMOHHBIX IPOSBICHUH,
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CBSI3aHHBIX C IMMYHHOM JUCPETYJISLHEH:
- [Taronoruueckas mumdornponudepanus (TMMPpoaaeHONATHS, CITICHOMET AU U JIp.):
- JlumboaneHonaTus pa3IMYHBIX TPYIIT TUMGaTHIECKUX Y3710B (0K010 40% MaIieHToB);
- Cruteromeranus (10 60% mammeHToB);
- l'enatomeranus (o 15% naruenToB). [22]

- OnHuM u3 HauOosiee TSDKENBbIX HEWH(EKIMOHHBIX BOCHAJIUTENBHBIX OCJIOXHEHUH €O
CTOPOHBI OpPOHXO-JIETOYHOH CHCTEMBI SIBISIETCS WHTepcTHHMaibHas Oone3nb Jerkux (MBJI).
Pacnpoctpanennocts UBJI B 240 pa3 Beimie cpenu nmanuentoB ¢ OBUH, yem B o0uield momymsiium.
[23] IIposeaenuss WBJI oueHr BapuabenbHbl. [log 3TMM TEPMHHOM OOBEIMHEHBI TaKHE
MATOTUCTOJIOTUYECKHE  €AMHMIBI  Kak JMM@oLuTapHas  HMHTEPCTHIMAJbHAs  [THEBMOHUS,
GONTUKYASpHBIA ~ OpOHXMOJMT, TpaHylIeMaTO3Has JieroyHas Oo0Je3Hb, OpPraHU3yHOIIAsICS
MTHEBMOHHUS, FPaHyJieMaTo3HO-TuMdoruTapHas 00Jie3Hb JierkuX u ap. [19, 24]

- Jlna mammentoB ¢ OBUH xapaktepHo oOpa3oBaHuME HEKAa3€O3HBIX TpaHYJEM B JIETKHUX,
TuMQaTHUeCKUX y3JIaxX, CEJIe3eHKe, peKe IPYrux opraHax. ITH TpaHyJIeMbl UMEIOT CXOIHBIE YePThI
¢ rpaHyiemMaMu npu capkougose. [6] bonbioe 3HaueHwe npu mpoBeaeHUM TU(GEpEHIIHATHHONR
muarHoctuku Mexay OBUH u capkoniozoM nMer0T ocoOeHHOCTH rpanyiaeM, Habmogaembie Ha KT
(koMmbroTepHAst ToMorpadusi) opranoB rpyaHoi kietku. [Ipy OBUH wamie mopakaroTcss HUKHUE
JIOJIU JIETKUX, Y3€JIKH 3aMEeTHBIE, OoJiblliie, B OOJIBIIMHCTBE CIy4aeB JIOKATH3YIOTCS XAaOTHYHO,
XapaKTEepHO Hajgu4he OpoHXO03KTa30B. [Ipm capkommo3e y3enku HEOONBIIUX Pa3MEPOB,
JIOKAMU3YIOTCA TepmMMpaTHIeCKH, TUMHYHA JUMQaAJACHOMATHS MPUKOPHEBBIX JMM(PATHISCKUX
y3710B. Tak Kak Jjs capKou103a He XapaKTepHbI TsKenble MHPEKINU, OPOHX0IKTa30B B JIETKUX, KaK
paBuiIo, He HabOromaetes. [19, 25]

- [opaxxenue xenmynouno-kumiedHoro tpakta (JKKT) nemndexkurnonnoro renesa. JluapeHbii
CUH/POM (CTOMKUN WM TPaH3UTOPHBIN) XapakTepeH Ooinee, uem ais 20% OonbHbIX. [lopaxkenue
KUILIEYHUKA MPUBOJUT K CHHAPOMY MalibaOCOpOLMH, Pa3BUTHIO THIONPOTEHMHEMUYECKUX OTEKOB,
BBIPOKEHHBIM 3JICKTPOJMTHBIM HapyLIEHUsIM, JucOaiaHcy BUTAMUHOB U MHUKpO3IeMEeHTOB. K
HeuHpeknuoHHbM (opmam mopakenus JXKT y mammentroB ¢ OBUH oTHOCATCS 1Lenuakus-
MoJI00HOE TMOpa)KeHHE TOHKOIO KHUIIEYHUKA, KPOHO-MOJ00HOE mopaxeHue kumeunuka, HIAK
(necnieunuueckuil SI3BEHHBIN KOJWT), HOAYNIApHAs JUMQOUIHAS TUINEPIUIa3usi KHUIICUHUKA,
oOpa3oBanue rpanyineM B kunieunuke. Hepenko cumnromel nopaskenus KKT sBnsitoTcss 0CHOBHBIM
cumnromoM OBUH, 4to0 CyIiecTBEHHO YCIOKHACT JUArHOCTHKY. [6, 26]

- Hutonennu (uMMyHHasi TPOMOOIIMTOIIEHUS, ayTOUMMYHHAsI TEMOJIUTHYECKAs aHEMHUSI, Pexe
HelTponeHus). UMMmyHHBIe 1uTONEHUU XapakTepHsl it 10-29% namuwentoB OBUH, 3auactyto,
OHHU SIBIISTFOTCS TIEPBBIM KIIMHUYECKUM CHMIITOMOM 3abosieBanusl. [6, 8]

- 3nokayecTBeHHbIe HOBoOOpazoBanusa. llammentst ¢ OBUH uMeroT MOBBIMIEHHBIH PHCK
pa3BUTUS 3JI0KAYECTBEHHBIX HOBOOOpa3oBaHMi, ocoOeHHO aumdoM. [Ipu 3ToM puck pa3BuUTHA
nuM(GOMBI  CYIIECTBEHHO YBEIMUYMBAETCS C BO3pacToM manueHTa. Haubomee XapaKTepHBI
HEXOKKUHCKUE TUM(POMBI. [6]

CenektuBHbIN IgA gecduunt

[IpakTnyeckn y JABYX TpeTel MAIMeHTOB CeNeKTUBHBIM IgA neduuut mnporekaer
O6eccuMnTOMHO. B cilyqae cUMNITOMAaTHYeCKOro TeueHHUs! 3a00JIeBaHUS XapaKTEPHBI HE CTOJIBKO
TSDKETIble, CKOJIbKO 4YacThle MH(ekuuu. bonee Tspkenoe TeueHHe HaOMIONAeTCs MPU COYETAHUU
nedunura IgA c pepunurom noaknacco IgG. VYV mamueHToB ¢ cenekTHBHBIM IgA nedunurom
MOTYT Takxke ObITh comyrcTBytoune 3aboneBanus JKKT, ayrouMMyHHBIE U ajulepruyeckue
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3a00J1eBaHMUSL

Hedunut nmoaknaccoB IgG u aeduuuT crenuduyecKkux aHTUTEN TPU HOPMAJIbHOM YpPOBHE
MMMYHOTJIOOYJIMHOB U HOPMaJIbHOM KoJindecTBe B-mumdornuTtos

Hns nepunmra noaknaccos IgG Oonee xapakTepHbl CHHYCUTBI, OTUTBI, OPOHXHUTHI, IPU 3TOM
ITIHEBMOHMM M MEHUHIUTHI BCTpeyaroTcsi peke. OTMmedaercs CKIOHHOCTh K aJUIEprUYecKuM
3aboseBaHusM. [6, 27]

TpaH3I/ITOpHa$| MinaaeH4YeckKas runorammarnoﬁynMHeMMﬂ

[lepepbIB MeXIy HCTOLICHHEM MATEPUHCKHUX AaHTUTENl M HAdyaJloM aJeKBaTHOTO CHHTE3a
COOCTBEHHBIX Yy  MJaJICHIEB IpEJICTaBISIET co0oit ¢buznonornuecKkuit nepuos
TUTIOTAaMMarjioO0yJIMHEMHUH, KOTOPBIN 0OBIYHO TIPOJI0JDKAETCS 10 Bo3pacTa 3-6 mecsies. [Ipomienue
TOoi (ha3bl ¢ ymeHblleHHeM ypoBHsS [gG cumTaercs TpaH3UTOPHON runorammarioOyauHeMuein
JETCKOro Bo3pacTa. 3alo0JieBaHHMS MOXKET MpoTeKkaTb OeccuMnToMHO. B psge cioyuaes
HaOmoaroTcss OoJsiee yacTble MHPEKIMOHHbIE 3a00J€BaHUS BEPXHUN M HWKHHMX JbIXaTEIbHBIX
nyrei. [6, 7]

2. [narHocTtuKa 3aboneBaHMA WU COCTOSAHUA (rpynnbl 3aboneBaHUMW WNu
COCTOSIHMA) MeAULMHCKME TOKa3aHMA U NpPOTUBOMNOKa3aHUA K MPUMEHEHUIo
MeToA0B ANAarHOCTUKU

Jua xaxaon u3z ¢opm I[IM]] ¢ npeumyniecTBEHHBIM HapylIEHHEM CHHTE3a aHTHUTEN
chopMyIUpOBaHbl OTACIbHBIC KPUTEPUH IMOCTAHOBKHM mauarHosa. (Tabmuma 1, Ilpunoxenue bBl,
[Mpunoxenne B2). [28]

Ta6muma 1. Jlnarnoctudeckue kpurepun ESID paznuunsix popm [Tl ¢ npenmymiecTBeHHON
HEJIOCTATOYHOCTBIO CHHTE3a aHTUTEN. [28]

®opwma [TA]] Kpurepun

OBHH 1. >= 1 u3 cienyrommux KpUTEPUEB:

§ [oBhbIlIeHHAs TOABEPKEHHOCTh H(DEKIIUSM;

§ AyTOMMMYHHBIEC TIPOSIBJICHUS;

§ O6pa3oBaHue TpaHyIIEM;

§ HeoOnsicHumas nonukioHagbHas mumdomnponudepanms;

§ [IN/] ¢ HapylieHueM CHHTE3a aHTUTEIT Y YICHOB CEMbH.

2. BbIpakeHHOE CHIDKeHHE YpoBHA IgG (B 2-X MOBTOPHBIX
uccinenoBaHusax Ha 2 SD OT BO3pAacTHOM HOPMBI, A
B3pocibiX — MeHee 4,5 1/1m) u IgA c/6e3 cHuxeHus: ypoBHS
IgM;

3. >=1 u3 cnenyroumx KpUTEPUEB:

§ HeanexBaTHbII OTBET Ha BaKIMHALMIO (U/WIM OTCYTCTBHE
U30TeMarrJitoTHHUHOB);

§ Manoe konu4yecTBO NMEpeKIOUEeHHBIX B-kineTok mamsaru (<
70% OT BO3paCTHON HOPMBI);

4. Hckmouenue BTOPUYHOTO reHesa
TUIOTaMMarjao0yJInHEMHH;

5. Bospact > 4 gner (cMMITOMBI MOTYT JeOIOTHPOBATH
paHblIE);

6. OTtcyrcTBUE TIPU3HAKOB TIyOOKOro HapymeHus T-
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KJICTOYHOTO 3BeHa (Haiuyue He Oosiee OIHOTO U3 Tpex
KpUTEPUEB):

- CD4+/mxut: 2-6 net < 300, 6-12 ner < 250, crapme 12 ner
< 200.

- % mnamBHBIX CD4+: 2-6 mer < 25%, 6-16 ner < 20%,
crapmie 16 met < 10%;

8 T-knerounas npoaudeparyst orcyrcTByert. [29]

X-clemieHnas

JlnarHo3 oKkoOHYaTENEH:

araMMmarjo0ynueMust [ManuenT myxckoro mosa, y kotoporo < 2% CDI19+ B-
KJIETOK
+ MUHUMYM | U3 ClIeyIOIUX KPUTEPHEB:
- Myranus B rene Btk;
- OrcyrctBue MPHK Btk B HeliTpodunax ninu MoHOLIUTAX;
- OrcyrctBue akcnpeccun Btk B MoHOmuMTax wiM
TPOMOOIIUTAX;
- Jlsns, TUIEMSHHHUKH, Ky3€HBI 10 MaTepUHCKOM JIMHUU C
CD19+ B-xiretkamu < 2%.
Jnaruos BeposiTeH:
[TanueHT MyKCKOTO Moja, y KOTOporo, y kortoporo < 2%
CD19+ B-kierok
+ BCE cnenyronme KpuTepuu:
- Havanmo penuauBupyromux OakTepruanbHBIX WH()EKIUH 10
5 ner;
- Camxenne IgG, IgM u IgA Gonee, yem Ha 2 SD HuXKe
HOPMBI JIsl BO3PACTa;
- OTCcyTCTBHE M30T€MAarrJIOTUHUHOB W/WIIK MJIOXOW OTBET Ha
BaKIIMHALINIO;
- UckitoueHsl [pyrue NpuurMHbl TUIOraMMario0yInHEMUN.
Jlnaruo3 BO3MOXKEH:
[TanpeHt Myxckoro moisia, y koroporo < 2% CDI19+ B-
KJIETOK u WCKITIOYECHBI apyrue MIPUYKHBI
rUnoramMmmarioOyInHeMHUH
+ MUHUMYM | U3 CIeyIOMUX KPUTEPHUEB:
- Hauano penunuBupyromux 0akTepralbHbIX WHOEKIHA 10
5 1erT;
- Cumxenue IgG, IgM u IgA Gonee yem Ha 2SD Hmxe
HOPMBI ISl BO3PACTa;
- OTCyTCTBHE U30T€MAarTIIOTUHUHOB W/WIIK MJIOXOW OTBET Ha
BakIuHauo. [28]
>= ] U3 cnenyrIuX KPUTEPUEB:
§ [ToBbIIIeHHAS TOABEPIKEHHOCTh NH(DEKIIHSM;
Tunep  TgM  —  cummpom ¢ § UMmmyHHast Aucperyssius (ayTOI/IMM}V/HHLIe MIPOSIBIICHUS,
. aumbornponudeparys, CKIEPO3UPYIOMIUNA XOJaHTHUT)
IIPEUMYILECTBEHHON y
HETOCTATOMHOCTHIO cHHTe3a § Uwutonenum  (HEUTpOTMEHHS] WIM  AyTOMMMYHHBIE
IIUTOTICHUN);
aHTHUTEN

§ Onkonorus (mumdoma);
§ IIN/1 ¢ HapylIEHHEM CUHTE3a AHTUTEN Y YJIEHOB CEMBH.
W BeipaxkeHHOE cHWkeHHE ypoBHS IgG mpu HopMmanbHOM
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WIM TOBBbIIIEHHOM YpoBHEe IgM (B 2-X THOBTOpPHBIX
UCCJICI0BAHUSX)

N npyrue npuYMHBI TUNOraMMarioOyIWHEMHUH  ObUIH
UCKJTFOYCHBI

N otcyrcTByoT mnpu3HaKu TiyOokoro HapymeHust T-
KJIETOYHOTO 3BeHa (Hajmuuue He OoJjiee OJHOTO0 W3 TpeX
KpUTEPUEB):

§ CD4+/mxi: 0-6 mecsmeB < 1000, 6 mecsiteB — 1 roa < 800,
1-2 roga < 500, 2-6 ner < 300, 6-12 ner < 250, crapmie 12
aet < 200;

§ % mauBHbIX CD4+: 2-6 ner < 30%, 2-6 ner < 25%, 6-16
aet < 20%, crapire 16 et < 10%;

8 T-xireTounas nposndeparius OTCyTCTBYET.

W Her naHHBIX 32 aTaKCHUIO-TEJICAHTHUIKTA3uI0 (MSATHA "Kode
C MOJOKOM", aTakcus, TEJICAHTHDKTAa3WH, ITOBBIIIEHHBIN
AODI).

Hapymenne CUHTE3a

CHGHI/I(bI/I‘—IeCKI/IX AHTUTECII

Nudexnmonnbie  3aboneBanus  (PEUUIMBHUPYIONIHE |
TsDKETbIe OaKTepUaIbHBIE)

N yposens IgG, A, M u noaknaccoB IgG B mpenenax
pedepeHCHBIX 3HAaUCHH I

N raybokoe HapylieHHe CHHTE3a aHTHUTEN JHO0 TMocie
MMMYHHM3aIIMM BaKIMHOM, COJepxkaled MHEBMOKOKKOBBIN
OYMIICHHBIH TIOJIUCAXapUJIHBIK aHTUTEH (WU JApYyrou
MOJIMCAXapUJIHOW BaKIIMHOM), JUOO TOCIe IMEePEeHEeCEHHOTO
3aJIOKYMEHTUPOBAHHOTO MH(PEKITMOHHOTO 3a00JICBaHMS

U uckimouen nedekt T-kneTouyHOro 3BeHa MIMMYHHTETA.

Coueranue gedurnura IgA
nebunutoM noakiaccor IgG

C

Nudexmmonnsie  3a0oneBanuss  (PEHUIUBUPYIOIIHE U
TsDKEJbIe OaKTepUaIbHBIC)

U orcyrctBue IgA, ypoau IgG, M npenenax pedepeHCHBIX
3HAUEHUH WU CJIeTKa CHIKEHBI

U cHmxeHre 0JJTHOTO WM HEeCKOJIbKUX mojkiaccoB 1gG (nmpu
JBYKPATHOM U3MEPEHHH )

U coxpaneHa cnocoOHOCTh K (POPMHPOBAHUIO aJIEKBATHOTO
MOCTBAKI[MHAILHOTO IMMYHHOTO OTBETa

N uckmoven nedext T-KI€TOYHOTO 3B€HAa UMMYHHTETA.

Hedunut noaxnaccos IgG

Nudexkunonnsie  3aboneBanust  (pelUAMBUPYIOIIUE U
TsDKEJIbIe OaKTepHUaIbHBIC)

U yposens Ig A, G, M npezaenax pedepeHCHBIX 3HAYCHHIA

W cHmkenne oJHOTO WIIM HECKOJBKUX NojkiIaccoB 1gG (mpu
JIBYKPATHOM U3MEPEHHH )

N coxpanena crnocoOHOCTh K (JOPMUPOBAHUIO aI€KBATHOTO
MOCTBAKIIMHAILHOTO IMMYHHOTO OTBETa

N uckmioven nedext T-KIeTOYHOrO 3B€Ha UMMYHHTETA.

TpansutopHas
TUIIOTaMMario0ynueMust

IgG Huxe BO3pacTHOM HOPMBI B MEpBbIE 3 TOAA KU3HHU (IIpU
JIBYKPaTHOM M3MEPEHHH)

141 ObuH UCKJIIOYECHBI apyrue PUYUHBI
TUIOTaMMario0yInHEeMUH
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U cionTanHOe paspernienne npuoIn3UTeIbHO ocie 4-X JeT.
NB! Ilanuentsl cHayaia JOJHKHBI OBITH 3apETUCTPHPOBAHBI
kak Heknaccudumupyembrii [IM]] ¢ npeumyriecTBeHHON
HEJOCTATOYHOCTBIO CHHTE3a AaHTUTEN M IIEPEHECEHBI B
Kareroputo  TpaH3uTtopHON  runorammarjioOyJIuHEMUU
TOJIBKO IIOCJIE€ CIOHTAHHOTO pa3pellieHus: B Bo3pacre 4-X JeT.

CenextuBHslil [gA nepunur 1. >=1 u3 cnenyoumux KpUTEPUEB:

- [ToBbIlIEHHAs IOJIBEPKEHHOCTD UH(EKIIUSM;

- AyTOUMMYHHbIE TIPOSIBICHMUS;

- [I/1 c HapylIeHneM CHHTE3a aHTUTEIN Y YIECHOB CEMBHU.

2. Bospact > 4 ner.

3. IgA menee 0,07 r/n, IgG u IgM B npenenax pedepeHCHBIX
3HA4YCHUM.

4. Hckmrouenne BTOPUYHOIO re’esa
rUNoramMmmarjioOyJIuHEMUH.

5. CoxpaHeHa criocOOHOCTh K (POPMUPOBAHUIO aJIEKBATHOTO
MIOCTBaKIMHAIBHOIO UMMYHHOTO OTBETA.

6. Uckmrouen nedext T-KIeToOUHOTO 3B€HA MMMYHHTETA

Hexmaccudumupyemsivi  [IMJ]  c|1. 1 u3 cnenyromux KpuTepHeB:

MIPEUMYILECTBEHHO N - [ToBbIlIEHHAs TOBEPKEHHOCTD HH(EKIIUSM;
HE/I0CTaTOYHOCTHIO CUHTE3a |- AYTOUMMYHHBIE TIPOSBIICHHS;
AHTHUTEN - HeoObsicnuMast monukiioHanbHas JTUMbonpoardepanms;

- [IN/] ¢ HapylIeHuEeM CMHTE3a aHTUTEJT Y YJIECHOB CEMbH.

2. 1 U3 cneayronmx KpUTEpPUEB:

- 3HAUWTENIIbHOE CHI)KEHHME MHHHMYM OJIHOTO U3
nokazateneii: oomero IgG, IgGl, IgG2, IgG3, IgA numm IgM;
- HeanexBaTHEIN OTBET HA BaKIIMHAIIUIO.

3. Uckntouenue BTOPUYHOTO reHesa
rUnoramMmmarioOyaInHEeMHUH.

4. OrtcyrcTBHE TPU3HAKOB TIyOOKOro HapymieHus T-
KJIETOYHOTO 3BeHa (Haimuuyue He Oojee OJHOro M3 Tpex
KpUTEPHEB):

- CD4+/mxur: 2-6 et < 300, 6-12 ner < 250, crapme 12 et
< 200;

- % HamBHBIX CD4+: 2-6 ner < 25%, 6-16 mer < 20%,
crapiue 16 ner <10%;

- T-xnetounas nponudeparust OTCyTCTBYET.

5. He mnomxomur mox kpurepuum apyrux [IAI ¢

HpeHMymeCTBeHHOﬁ HEOOCTAaTOYHOCTBO CHUHTC3a AHTUTCII.
[30]

- Becem mamumenram ¢ nogo3penuem Ha IIM/] ¢ mpenmyliecTBEHHOM HENOCTATOYHOCTHIO
CHUHTE3a aHTUTE] PEKOMEHAyeTCS MPOBOIUTH IubdEepeHINaTbHYI0 JUArHOCTUKY C JIPYTUMU
dopmamu ITN]] ¢ 1ienbio BeIOOpa afekBaTHON Tepanuu. [3, 6]

VYpoBeHb yoeauTenbHOCTH pekoMenaaruii — C (YypoBeHb TOCTOBEPHOCTH 0KA3aTeNbLCTB — b).

- Bcem marmeHTaM co CHHKEHHEM YPOBHSI MMMYHOTTIOOYIIMHOB PEKOMEHIYeTCS! UCKITIOYUTh
BTOPUYHOM XapaKTep TUIoraMmmarioOyJIuHEMHH C 1IeJIbI0 YTOYHEeHUs auarnosa. [ 3, 31]
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YposeHs yoeaurenbHoCTH pekoMenaaiuii — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 5).

KommenTtapuu: BTopuyHas runorammaryioOynnaeMus Bcrpedaetrcs B 30 pas yvarmie, yem [TH/]]
C IPEUMYILECTBEHHON HEJOCTATOYHOCThIO CHHTE3a aHTUTelN. BropruHas runoraMmarioOyInHeMust
HE BCErJa COMPOBOXKIAETCS CKIOHHOCTBIO K TSKEIIBIM XPOHUYECKUM MH(EKIIMOHHBIM IMPOIECCaM,
94acTO HOCHT TPAaH3UTOPHBIN xapakTep. [31]

- ¥V Bcex MNalHMeHTOB C TUINOraMMariioOyJMHEMHEH PEKOMEHIYETCS WCKIIOUUTh HAIN4He
AIpyrux 3a00JeBaHUN W/WIM  YCIOBUH, CHOCOOHBIX TMPHUBECTH K HEKOHTPOJIHPYEMOMY
HHQPEKITHOHHOMY MTPOIIECCY C LENbI0 YTOUHEHHS auarnosa. [31]

Yposens yoeautenbHoCTH pekoMenaaiuii — C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

2.1. XKano6bl n aHamMHe3

- C uenpio cBOEBPEMEHHON MOCTAHOBKM JIMAarHO3a peKOMEHAYETCsl IPOBOAUTHh CKPUHUHI Ha
Hamuue [N/ ¢ npeuMyIiecTBeHHOM HEA0CTATOYHOCThIO CHHTE3a AHTUTEI MAlMEHTaM, Y KOTOPBIX
B aHaMHE3€ OTMEYAETCs] HAJIMYKE CIEeIYIOMNX KIMHUYECKUX CUMIITOMOB:

- Hanuyuie B ceMbe OTATOIIIEHHOTO aHaMHe3a [0 UMMYHOJIOTHYECKUM 3a00JI€BaHMsIM;

- Tspkenpie XpOHUYECKHE W/WIH PEIUANBUPYIOMINE WH(PEKIIUHA, TOPIUIHBIE K CTaHAAPTHBIM
cXeMaM Tepanmuu (CHHYCHUTBHI, OTHTBHI, OpPOHXHUTBHI, THEBMOHWHW, AapPTPUTHI, HHQPEKIIUOHHbIE
nopaxenus: JKKT, MEHUHTUTBI, cericuc, KO>KHble HH(EKIINN);

- CTo¥ikuil TuapeiHbIil CHHIPOM (B TOM YHCIIE C Pa3BUTUEM CHHJIIPOMa MalbaOCOpPOIHH);

- Cumnromsl maTtojorumyeckoid numdonponudepaunu  (cToiikas auMQoageHONaTUs
HECKOJIbKUX Tpynn JuMQoy3i0B, CIUIEHOMeranus, JuMdoruTtapHas WHOUIbTpaUUs JErKUX u
IPYTUX OPraHoB, HOAYIsIpHas runepruiazus ciamsuctor XKKT u ap.);

- AyTOUMMYHHBIE IPOSBIICHUS (B MEPBYIO 04Yepelb, LIMTOTICHUN);

- I'panynemaro3Hoe BocmajieHue B opraHax (B TMEpBYIO OYepelb, CapKOUIONOAO0OHBIE
W3MEHEHUS B JIETKHUX);

- BrisiBiieHne OpOHX03KTa30B, 0COOCHHO Yy MOJIOBIX MMallMEHTOB;

- 3okauecTBEHHBIC 00pa3oBanus TUMGOUIHOMN TKaHu. [22, 27, 32, 33]

YpoBeHb yoeauTeabHoCTH pekomenaamuii — C (YypOBeHb J0CTOBEPHOCTH JIOKA3aTEeIbCTB — 4).
KomMeHTapun: ocoOEHHYI0 HAaCTOPOKEHHOCTh JOJDKHBI BBI3BIBATH MAIUEHTHI, Y KOTOPBIX
OTMEUAETCs] HECKOJIbKO M3 BBINICTIEPEUHCICHHBIX CUMIITOMOB. [6]

- ¥V Bcex manueHTtoB ¢ nojo3penuem Ha [IM]] ¢ mpenmyiecTBEHHOW HEIOCTATOYHOCTHIO
CHUHTE3a aHTUTE] PEKOMEHAYeTCS TIHIATeNbHO COOMpaTh CEMEWHBIM aHaMHe3 Uil IMPOBEICHUS
mddepennuanbHoi quarnoctuku. [6, 7, 12, 20]

VYpoBeHb yoeauTeabHOCTH pekoMmenaaruii — C (YypOBEHb JTOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

KommeHnTapuu: OTATOIIEHHBIM CEMEHHBIM aHAMHE30M SIBJISETCS CMEPTh POJICTBCHHHKA B
MJIQJICHYECTBE, CMEPTh POJICTBEHHHKA OT MH(EKIIMOHHOTO 3a00JI€BaHMsI, HAJIUYHE POJICTBCHHUKA
WIH POACTBEHHUKOB C XPOHUYECKHMMH WM PELUANBUPYIONUMU WH(DEKIIMOHHBIMU MPOSBICHUAMU
TSKEJIOT0/aTUITUYHOTO TeUEHUs], INTOTICHUSIMH, APYTUMHU CUMIITOMaMH, xapakrepabiMu ans [T,
[3] IIpaktuyeckum y TIOJIOBHMHBI MAIMEHTOB C X-CIEIUICHHOW araMMmarioOyJnHeMHeH
MPOCIIeKHUBACTCS ceMelHbIi anamHe3. [20]

2.2. ®usnkanbHoe obcnegoBaHue

- Becem mamumenram ¢ nogo3pennem Ha IIM/] ¢ mpenmyliecTBEHHOM HEAOCTATOYHOCTHIO
CHUHTE3a AaHTUTE]N PEKOMEHIYETCS NPOBOIAUTH TMOJHBIN (QU3UKATBHBIE OCMOTp C IIENBIO
Bepu(HKALUU IUArHO3a, OLICHKH TSHKECTH coCTOsiHMS. [22, 27, 32, 33]
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VYpoBeHb yoeauTenbHoCTH pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTelnbCTB — 4).

KomMmenrapuu:

- OOumii ocmotp. M3-3a mEpeHECEHHBIX YacThIX WHQEKIHA JEeTH MOTyT OTCTaBaTh B
¢u3nyeckoM pa3BUTUM (B OOJBIIEH CTENEHM OTHOCHUTCS K TMAaleHTaM ¢ X-CIEIUICHHOU
araMMarjioOynuHeMuen). ¥ MaluueHTOB C TSDKEIOM 3HTeponaTuell MOKeT ObITh CHHMYKEHA Macca
Tena;

- Tamenammst Tpynn nepudepudeckux auMdpoy3noB. OUEHUTh pa3Mepbl, KOHCHUCTEHIIHIO,
MOJBWKHOCTh,  OOJIG3HEHHOCTh  mepudepuuecknx  JuMpoy3naoB.  Bo3mMoxHO  Hammume
JIOKAJTM30BAHHOW WJIM TeHEpAIM30BaHHON IuM(poaneHONaTHH (XapakTepHO Ui ITallMeHTOB C
OBUH). [lynst manueHToB ¢ araMMarjioOyJInHEeMUeH xapakTepHa THIOoIia3us JuM(GOy3iioB (B TOM
qyclie OTCYTCTBHE YBEJIMYEHMSI PETHOHAJBHBIX JHUMQOY3JI0B, HECMOTpS Ha AaKTHBHBIN
MH(EKIIMOHHBIHN MPOTIECC)

- Ilampmammss mNEYeHW W CEJIE3EHKH: BO3MOXKHO HAJM4M€ TIenaroMerajud W/win
CIUIeHOMeTranuu (xapakrepHo Juid nanueHtoB ¢ OBUH, runep-IgM cunnpomom).

- ['unonporenHeMu4ecKre OTEKH XapaKTEPHbI [l MAllMEHTOB C TSDKEJIOW AHTEponaTueil uiu
IpyruM 3a00JIeBaHUSIM, TPUBOIAIINM K IOTEpE Oernka.

- Hanuuue npu3HakoB XpOHMUYECKUX HH(EKIIMOHHBIX MPOLECCOB: HANpUMep, "OapabaHHBIX
najsoyek" U "YacoBBIX CTEKOJ'", YBEIMUECHHUE NIEPEAHE3AHETO pa3Mepa rpyITHON KIETKHU U Ip.

- Moryt umetrh MecTo AedopMaiu KpPYIMHBIX CYCTaBOB, KaK CJEICTBUE HEHMH(EKIIMOHHOTO
WM TIEPEHECEHHBIX NH(EKINOHHBIX apTPUTOB.

- OcMOTp KOXHBIX TOKPOBOB — BaXXHO OOpaTUTh BHHMAaHHE Ha HaJIM4YME€ KOXHBIX CHITEH,
(GypyHKYJIOB, KOXKHBIX aOCIIECCOB, a TaKke pyOllOB Ha MeCTaxX MX MPEALIECTBYIONIEH JOKaIN3alHH.

[6]
2.3. JlabopaTopHble AMarHoCTUYeCKue uccriegoBaHus

2.3.1. JlabopaTopHble AUAarHOCTUYECKUe uccrnenoBaHMA AnA Bepudpukaumm
AvarHosa

- BceM nmnanumeHTaM ¢ KIMHMYECKMMM TIpU3HaKamu, xapaktepusiMu s [IWI] ¢
MPEUMYIIECTBEHHON  HEJOCTaTOYHOCTBbIO CHHTE3a AaHTHUTEN, pPEKOMEHIYeTCS IpOBEICHHE
UCCIIeIOBAaHUS YPOBHS 0O0IIero Oeska B KPOBH U ONPEEIICHUE COOTHOLIECHUSI OETKOBBIX (hpakiuit
METOJIOM 3JICKTpodope3a ISl BhISBICHUS H3MEHEHHH COIepyKaHusI raMMario0yuHoB. [ 34, 35]

VYpoBeHb yoeauTeabHoCTH pekomenaamuii — C (YypOBeHb JTOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

- Bcem nmnammeHTaM ¢ KIMHHUYECKMMU MpHU3HaKamu, Xxapaktepueimu st [IAJ] ¢
MPEUMYIIIECTBEHHON  HEAOCTAaTOYHOCTBbIO CHHTE3a AaHTHUTEN, PEKOMEHIYyeTCsl MpOBeIeHUE
UCCIIEIOBAaHUSI YPOBHA UMMYHOTNIOOynuHOB A, G, M B KpoBH AJis BBISBJICHUS HapylIEHU CO
CTOPOHBI TYMOPAJILHOTO 3BeHa UMMYyHHUTeTa (Tabiuna 1, npunoxkenue b1). [28, 33, 36, 37]

YpoBeHb yoeauTeabHOCTH pekoMmenaaruii — C (YypOBEHb JJOCTOBEPHOCTH JJOKA3aTEIILCTB — 5)

KomMeHTapuu: runorammarioOyauHeMHUel cuuTaercst cHikeHue ypoBHs IgG Hmxke 2-x
CTaHJAPTHBIX OTKJIOHEHUI OT BO3PACTHONW HOpPMBI y neTeil W Huwxke 4,5 I/1 y B3pOCIHBIX.
ArammarnoOynuHeMueil cuuraercst cHIkeHue koHueHTpauuu IgG nmwke 1,0 /1, B couetaHuu c
KoHIeHTpauusamMu [gM Hmxe 0,2 r/n u xoHueHTpauuen IgA Hwxke, yem 0,1 r/n mpu KoiauuecTse
nepupepuyecknx CD19+B-kierok Hmke, yem 2%. [5] M3mepenne He0OX0AMMO MOATBEPAUTh KaK
MUHUMYM B 2-X HccienoBanusx. [29]

- [lanmeHtam ¢ runoraMMarjioOylIvHEeMHeH W arammarjoOylTuHeMHeH pPEeKOMEeHIyeTcs
npoBeaenue wuccinenoanus CD19+ nmumdonutoB anst yrouneHus gopmbl TN (Tabmuma 1,
[Mpunoxenue b1). [3, 6]
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YposeHs yoeaurenbHoCTH pekoMenaaiuii — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 5).

- [Taunuentam ¢ nopo3pennem nHa OBUH pexoMenayeTcst mpoBeeHUE OJJTHOTO U3 CIAEAYIOIIUX
Hccae0BaHuM i MOATBEpsKIeHus nuarHo3a (Tabnuua 1):

- UCCJIEIOBAaHNE YPOBHS U30TEMArTIIOTUHUHOB B KPOBH;

- uccnenosanue yposHs CD19+CD27+IgD-nmumdponunToB (epekimoueHHbIX B-k1eTok);

- B Clly4ae MOTPaHUYHBIX\HOPMAJIBHBIX KOJMYCCTBCHHBIX MOKA3aTelieii MMMYHOTJIOOYIHMHOB
KpPOBH — oTpeseieHne tutpa antuten G K aByM U OoJjiee MHGEKIMOHHBIM areHTaM JI0 U TOCIe

BaKI[MHAIIMK C IEJBI0 OIEHKH CIIOCOOHOCTH ()OPMUPOBATH MOCTBAKIIMHAIBHBI HMMYHHBIH OTBET
(ITpuosxenue A3.3). [3, 30]

YposeHs yoeautenbHOCTH pekoMenaaiuii — C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

KoMMeHTapuu: W30arrIIOTHHHHBI — 3TO AHTUTENIa TPOTHB HW30aHTHTCHOB (DOPMEHHBIX
3NIEMEHTOB KpoBH (Tpymia antureHoB ABO). [3]

JUIs ~ OIEHKH  TOCTBAKIMHAILHOTO HMMYHHUTETAa HEBAKIMHUPOBAHHBIM  TAI[MCHTAM
pEeKOMEH/I0BaHA BaKIMHANWS WHAKTHUBUPOBAHHBIMU BakiuHaMH. OIEHKAa IMOCTBAKIIMHAIBHOTO
MMMYHHOTO OTBETa C TIOMOIIBIO TTOJMCAXapUAHBIX BAKIMH JOJDKHA TIPOBOJMTHCS HE paHee
JOCTIDKEHUS TIAIIMEHTOM 2-X JIeTHero Bo3pacrta. OneHka MoCTBAKIIMHAIEHOTO HMMYHUTETA JOJKHA
MIPOBOJIUTHCS IO Havaja 3aMEeCTUTEIFHON Teparii UMMYHOTJIOOYJTMHOM YeJIOBeKa HOpMaIbHBIM ™ *.
KnuHnyeckn 3Ha4YMMBIM SBIISIETCS OTCYTCTBHE HapacTaHusd TUTpa B 2-4 pasa depe3 4-6 Henelb
MocJie BaKIHMHAIMH. [IpM COMHHTENBHBIX MOKA3aTeNsIX PEKOMEHIYETCS TWHAMHYECKHH KOHTPOIh
ere uepes 4 veaenu. [38]

- [lammmentamM ¢ TOMO3peHHEM Ha HapYyIICHHE CHHTE3a CHENU(UYECKUX aHTHTE,
peKOMeHayeTcsl omnpesenenne antuten knacca G (xk mudrepuitHomy anatokcuHy, Clostridium
tetani, k Bo3OymuTento MeHuWHTokokka (Neisseria meningitidis), k reMopuILHON TaJIOUYKe
(Haemophilus influenzae) B kpoBu 10 W TOCJIE BaKIMHAIUKA C IEJIBIO OIEHKH CIOCOOHOCTH
(dbopMHUpOBaTh MOCTBAKIIMHAILHBIA KIMMYHHBINH 0TBeT (Tabmuua 1, [punoxkenune A3.3). [3, 34]

YpoBeHb yoeauTeabHOCTH pekoMenaaiuii — C (YpOBEHb JTOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

- [Namuentam ¢ momo3peHneM Ha neuuut nojakiaaccoB IgG (M301MpPOBaHHBIA WM B
coueraHuu ¢ IgA-mepunmurom) pEeKOMEHAYETCs  MPOBEICHHE  WCCICAOBaHHS  YPOBHS
umMmyHorio0ymuHa G B KpOBH IS IIOCTaHOBKHU auarno3a (Tabmuna 1). [27]

YpoBeHb yoeauTeabHOCTH pekomenaamuii — C (YypOBeHb JJOCTOBEPHOCTH JJOKA3aTEeIbCTB — 4).

- Bcem namuenTam ¢ runorammarioOyanHEeMHEH W araMMmarjioOyJlInHeMuend peKOMEHIyeTCs
npoBeaeHue wucciaenoBanus CD3+, CD4+, CD8+, CD16+/56+ nuM$ouuToB i UCKIIOUYEHUS
koMOuHHpoBaHHEIX Gopm ITU] (Tabauma 1, Ipunoxenue b1, Ipunoxenue B2). [3, 6, 29]

VYpoBeHb yoeauTeabHOCTH pekoMenaaruii — C (YypOBEHb JTOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

2.3.2. MoneKynsipHO-reHeTU4ecKas AMarHocTmka

- Beem marpieHTaM MY)KCKOTO IM0Jia ¢ araMMarjioOyJTHHEMHUEH U CHI)KEHHEM YpOBHs B kieTok
MeHee 2% PEeKOMEHIYEeTCsl TPOBOIUTH MOJIEKYISPHO-TCHETHUECKOE MCCIIEI0OBAHNE MYTAIlHid B TeHE
Btk B KpoBM AJIs1 MOATBEPIKICHUS aMArHo3a X-CIEMIeHHOW arammarioOymuaemun (Tabmuia 1,
IMpunoxenue B1). [3, 6, 20, 39]

VYpoBeHb yoeauTeabHOCTH pekoMenaaruii — C (ypOBeHb JOCTOBEPHOCTH JJOKA3aTEIbCTB — 4).

- BeceM nmanmeHTam jKEHCKOIO I0J1a, a TaKKe MalMeHTaM MY)KCKOTO I0Jla ¢ HE BBISBICHHOMN
myranueil B reHe Btk c¢ rumorammarnoOynuHemMueil um cHuwkeHHeM YpoBHA B kietok < 2%
PEKOMEHAYETCSI MPOBOJUTH MOJIEKYJIIPHO-TEHETUYECKOE HCCIIEJOBAaHUME MYyTallMid B TEHax,
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OTBETCTBEHHBIX 3a pa3BUTHE JApYrux (opm arammariaoOymuHemuil (mpuwioxkenue A3.2) s
MOJTBEpIKACHUS quarnosa. [3, 6, 40-46]
YposeHs yoeautenbHoCTH pekoMenaiuii — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTeIbCTB — 4).

- Bcem mammentam ¢ arammarnoOynuHemuedn u  gpyrumu - popmamum  [IMJ[ ¢
MIPEUMYIIECTBEHHOW HEAOCTATOYHOCTHIO CHHTE3a AaHTUTEN C HEYCTAaHOBICHHOM MyTanuein
PEKOMEHJyeTCsl  TPOBEICHHE  MOJEKYISIPHO-TEHETHUECKOTO  HCCIEIOBAaHUS C  IOMOIIBIO
KaCTOMHU3UPOBAHHBIX TaHEJIeH TeHOB (METOJ CEKBEHHMpOBaHUs HOBOro mnokojeHust (NGS)) umu
IyTeM TPOBEAEHUS MOJIHOTO 3K30MHOTO HJIHM TOJIHOTO T€HOMHOTO CEKBEHHUPOBAHHS (IIPHIIOKCHHE
A3.4) s yrounenus popmer [TUJL. [3, 47, 48].

Yposenb yoeautenbHOCTH pekoMenaaiuii — C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — D).

2.3.3. JlabopaTopHble AuarHOCTUYECKMe uccnegoBaHUMA Yy MauUEHTOB C
yCTaHOBIEeHHbIM anarHo3om MU c HapylleHnem cuHTe3a aHTUTen

- Becem nanumenrtam ¢ 1IM/] ¢ npeMMynieCTBEHHON HENOCTATOYHOCTBIO CHHTE3a aHTUTEIN IS
JIUarHOCTUKH BUPYCHBIX U JpYruX HHQPEKIUH peKoMeHIyeTcssi ucmnoib3oBath wmeton [ILIP
(monmumepasHasi 1LIeTHasg peakius), TaK KaK CEpOJIOTUYECKHE METOJbl JMAarHOCTHKU He
UH(POPMATHBHBI B IJAHHOW TPYIINE MAIUCHTOB. [7]

Yposens yoeaurenbHoCTH pekoMenaaiuii — C (ypoBEHb JOCTOBEPHOCTH J0KA3aTEIbCTB — D).

KoMMeHTapuu: HCHOJIb30BaHUE CEPOJOTHMUECKOTO METOAA MCCIEAOBAHUS COIPSHKEHO C
BBICOKMM PUCKOM TIOJTyICHHUS HEJOCTOBEPHBIX Pe3yIbTaToB. [7]

- Bcem nmanuentam ¢ [N/ ¢ npenMyiieCTBEHHON HEIOCTaTOYHOCTHIO CHUHTE3a aHTUTEN s
CBOCBPEMCHHOTO BBISIBJICHUSI U KOHTPOJISI OCIIOKHEHHH, PEKOMEHIYETCSl TPOBEACHUE PETYIISPHBIX
1a00paTOPHBIX UCCIICIOBAHNM HE pexke 1 pa3a B 6 MecsIeB:

- OOmwmit (KTMHUYECKUN) aHAJIM3 KPOBHU Pa3BEpHYTHIA ¢ Au(depeHIIMPOBAaHHBIM T0CUYETOM
JNeHKOHUTOB (NeiikonuTapHoi Qopmynoi) u  wucciemoBanuem COD  (CKOpOCTh OCEIaHUS
PUTPOLIUTOB);

- O0mumii (KITMHUYECKHUI ) aHAJIU3 MOYH;

- AHaIM3 KpOBU OMOXMMHYECKHI 00IIeTepaneBTHIeCKuil (00t 6ok, 6enKoBbIe (Ppakiuy,
moueBuHa, kpeatuHuH, ACT (acmapratamunoTpancdepasa), AJIT (ananmHamuHOTpaHChEpasa),
ITTIT (ramma-rmrotamunTpancnentuaasza), JIAI (makrameruaporenasa), OWaMpyOWH OOIIHiA,
rioko3a). [3, 6, 49, 50]

VYpoBeHb yoeauTeabHOCTH pekoMenaamuii — C (YpOBEHb JTOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

- Bcem manueHTaMm ¢ rumoramMmarjoOyJUHEMHEH W araMMariioOyJIMHEMHEH, MOJydaronum
3aMECTHTEIBHYIO TEPanui0 HMMMYHOTJIOOYJIMHOM 4YeJOBEKa HOPMAJIbHBIM**, peKOMEeHIyeTCs
eXeMecsIuyHOoe HCCleloBaHue MpeTpaHchy3HOHHOTO ypoBHS IgG B KpOBH 10 JOCTUKEHHUS 1IEIEBOTO
YPOBHSI [T KOHTPOJIs 3 (hekTUBHOCTH Tepanuu. [3]

VYpoBeHb yoeauTeabHOCTH pekoMenaiuii — C (ypOBEHb JTOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

- Bcem manumeHTam ¢ rumnorammarioOylTuHeMHENH M araMMarjioOylInHEeMHeW, MOoJydarolum
3aMECTUTEIbHYIO TEPANUI0 UMMYHOTJIOOYIMHOM 4YeJOBEKa HOpPMalbHBIM™*, mociie NOCTHXKEeHHUs
neneBoro ypoBHs IgG pekomeHyeTcst uccienoBaHue nperpaHcdysnonHoro yposHs IgG B kpoBu
He pexe | pa3a B 6 MecsIeB Uit KOHTPOJIS 9PPEKTUBHOCTH TEPANU U KOPPEKIHHU 1035I. [3]

VpoBeHb yoeautenbHOCTH pekomenaanuii — C (YpOBEeHb JJOCTOBEPHOCTH JIOKA3aTEIbCTB — 5).

- Bcem mamuentam ¢ I[IM]/] ¢ npeuMyieCTBEHHOM HENOCTATOYHOCTBKD CHUHTE3a AHTUTEI IIPU
pa3BUTUH WH(MEKIHOHHBIX OCJIOXHEHHH peKoOMeHAyeTcs BepuduKaius BO30YAUTENS C ILEIbI0
BBIOOpPA ONITUMATILHOM TaKTUKH JeueHus. [3, 51]
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YposeHs yoeaurenbHoCTH pekoMenaaiuii — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 5).

2.4. MHCprMeHTaﬂbele AnarHoctu4eckue nccriegqosaHus

- Bcem mammentam ¢ IIMJ] ¢ nperMynieCTBEHHONW HENOCTATOYHOCTBIO CHUHTE3a AHTUTEI
pexomenayercst BbIoJHUTH KT opraHoB rpynHoil moiaocTd B MOMEHT IOCTAHOBKM JIMArHo3a C
IIEJIbI0 CBOCBPEMEHHOM TUArHOCTUKH OCiIokHeHui. [49, 52, 53]

Yposens yoeaurenbHOCTH pekoMenaiuii — C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 4).

KommeHTapuu: B nanpHEHIIEM 4acToTa MPOBENEHHs JAaHHOTO OOCIENOBAaHUS ONpEHCIseTCs
KIIMHUYECKUMU TOKa3aHUSM.

- Bcem mamumentam ¢ OBUH pexomenayercs mposenenne Y3U (ynbTpa3BykoBoe
UCCIIEIOBAaHUE) JOCTYMHBIX OCMOTPY JIUM(ATHUYECKUX Y3JI0B, OPraHOB OpIOIIHOM IOJIOCTH Ha
MOMEHT TIOCTAaHOBKM JMar€Ho3a M He pexe 1 pa3a B roJ Uii CBOEBPEMEHHOIO BbISBICHUS
OCJIO’)KHEHUH  (maTojormdeckod  jgumdonpoiudepanny,  MaJUTHU3AMKA) W KOHTPOJIS
addexkruBHOCTH Tepanuu. [13]

VYposens yoeaurenbHoCTH pekoMenaaiuii — C (ypoBEHb JOCTOBEPHOCTH J0KA3aTEIbCTB — D).

KoMMeHTapuu: mnpoBeleHUE AAHHBIX HCCIEIOBAaHUM HEOOXOIMMO, TaK Kak MalMeHTbl C
OBUH mHaxomsaTcss B Trpylie pucKa pa3BUTHS 3JI0KAYECTBEHHBIX JHUMQonpondepaTuBHbIX
3a00JIeBaHU.

- Bcem nmanmentam ¢ OBUH pexomennyercst BeimoaHuTh KT opraHoB rpynHoOi MOJIOCTH HE
peke 1 pasa B Tof ¢ IIE/TbI0 CBOEBPEMEHHON AMarHOCTHKH OCTI0XHeHuH. [ 3, 49, 52, 53]

VYposens yoeaurenbHOCTH pekoMenaaiuii — C (ypoBEHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

KommenTtapun: KT opraHoB rpyaHOW TOJOCTH SBIsSETCS HanbOojee UYyBCTBUTEIHLHBIM
METOJIOM JIJIsi OOHAPY>KEHHUsI, OTICHKU U XapaKTEPUCTHKHU MOPaKeHMs JIeTKuX y marnueHTos ¢ OBUH,
TaK Kak HE BCE M3MEHEHHS B JIETKMX MOTYT OBbITh CBOEBPEMEHHO 3a(MKCHPOBAHBI C MOMOUIBIO
penutreHorpadpun. Yacrora mnpoeaeHuss KT opraHoB rpynHOH TMOJOCTH  ONpEACIACTCS
UHIUBUAYAIbHO [UISI KaXJA0To mnamueHta, ucxoas u3 ¢enoruna OBUH, Ttsbkectn TedeHus
3a0oneBanus, Tepamuu. CiaeayeT MOMHUTD, uTo HenHdekmonusie npossieaus [TN]] (UBJI) moryt
B TEUEHUE JJIUTEIBHOTO BpEMEHH MpoTeKaTh OeccuMnToMHO. [lo31Hee BhIsIBIIEHNE U HeaJeKBaTHAs
tepanusi UBJI MmoxeT yxyamars NporHo3s.

- Bcem marmuentam ¢ OBUH nipu BBISIBIICHHH MATOJOTUYECKA M3MEHEHHBIX JIUM(PaTHICCKUX
y3JI0B PEKOMEHIYeTCS TMPOBEICHNUE AKCIM3MOHHOW OHOTICHMH 3THUX JUMQPATHUCCKUX Y3JI0OB H
JabHEHIIIEr0 THUCTOJIOTUYECKOTO M HMMMYHOTHCTOXMMHUYECKOTO UCCIIEIOBaHMs OHUOTICHITHOTO
(omepanroHHOr0) MaTepuaia JumMdoysia Uisi CBOEBPEMEHHON AMArHOCTUKH MaJUTHU3ALWN W/UIN
BbIOOpA TapreTHoi Tepanuu. [12, 21, 49]

VYpoBeHb yoeauTeabHOCTH pekoMmenaamuii — C (YypOBEHb JTOCTOBEPHOCTH JJOKA3aTEeIbCTB — 5).

- Becem nanuentam ¢ OBUH npu nono3peHny Ha MHTEPCTUIUANIBHYIO JETOYHYIO 0O0JE3Hb
pEKOMEHJyeTcs MpOBeACHUE OWONCUM JIETKUX C JajdbHEHIIMM MHAaTOTUCTOJOTMYECKHUM U
MMMYHOTUCTOXUMHUYECKUM HCCIEIOBAHUSAMHU IOJYYEeHHOTO OHOMaTepuasa JUis CBOEBPEMEHHOMU
JMAarHOCTHKH MPOSBICHUA UMMYHHON JUCPETYISIIIMM U 3JI0KaYECTBEHHBIX HOBOOOPA30BaHUM U/HUIH
BbIOOpA TapreHTHoit Tepanuu. [12, 21, 49]

VpoBeHb yoeautenbHOCTH pekomenaanuii — C (YpOBEeHb JJOCTOBEPHOCTH JIOKA3aTEIbCTB — 5).

- IlamuentaM ¢ MOpaXxCHHUEM XKKT wu rumor aMMaTHO6YHHHeMHCﬁ PECKOMEHAOBAHO
IMPOBCACHUC OMOIICUM TOJCTOM W/WUIM TOHKOM KHIIKH C NOMOIIBIO BHACOSHIOCKOIMMYCCKUX
TEXHOJIOTUH M JallbHEHIIEro TUCTOJOTHYECKOrO HCCIEI0BaHMS OMOIICUIHOTO (OHCpaI_II/IOHHOFO)
Marepuaiia TOHKON KHUIIKH W/WIM TOJICTOM KHIIKHA C MNPUMCHCHUCM HWMMYHOTUCTOXUMHUYCCKUX
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METOJIOB sl U depeHInaIbHON AUAarHOCTUKA MEXIy NopakeHueM kumneyHuka rnpu OBUH u
psagom 3a6oseBanuit XKKT (nenuakus, HAK, 6onesus Kpona). [54]

YposeHs yoeautenbHoCTH pekoMenaiuii — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTeIbCTB — 4).

Kommenrapun: OBUH wacto mporekaer moa Mackamu pa3nuusbeix 3aboneBanuii JKKT
(uenmuakuy,  HecHeU(pHUUECKOro  A3BEHHOro  kosiuta, ©OonesHu  Kpona), mnposeneHue
QG hepeHInaIbHOTO JUAarHo3a 3aTPYAHIET CX0KECTh MaTOTUCToNornYeckoi kaptunbsl pu OBUH
¢ naHHbIMU 3a0osieBanusiMu. Mapkepom OBUH sBisiercs orcyrcrBue CD20+ mma3zMaTuuecKux
KJICTOK B COOCTBEeHHOM. [12, 54]

2.5. UHble gnarHoctu4yeckume nccrenoBaHus

- Becem nanumenrtam ¢ 1IM]] ¢ npeMMymecTBEHHONW HETOCTATOYHOCTBIO CUHTE3a AHTUTEN JUIS
KOHTpOJISl TeueHUs 3a00sieBaHUs, KOPPEKLUUU Tepanu, CBOEBPEMEHHOIO BBISIBICHUS U KOHTPOJIS
OCJIOKHEHUN PEKOMEHAYETCS IPOBEACHUE KOHCYJIbTALMK Bpada-ajuleproyiora-MMMYHOJIOTAa HeE
pexe 1 pasza B ro. [3, 6, 49]

VYpoBeHb yoeauTenbHOCTH pekomenaanuii — C (ypoBeHb JTI0CTOBEPHOCTH JIOKA3aTEIbCTB — 5).

- Bcem ponctBeHHmkam manuveHTtoB ¢ IIMJI ¢ nmpeMmymiecTBEHHONW HEAOCTAaTOYHOCTHEO
CHUHTE3a aHTUTENl C YCTAHOBJICHHOW MYyTallMel PEKOMEHIyeTcs mpueM (OCMOTp, KOHCYIbTAITUs)
Bpaya-TeHETHKA JUIsl OMPENETCHHUS JIUIl, HYXKIAIOMMUXCS B TPOBEACHUU  MOJEKYJISIPHO-
T€HETUYECKOTO 00CTeIoBaHus JJI1 CBOCBPEMEHHOW MOCTaHOBKM auarHosa [IW]] unu BeIsIBIEHUS
craryca Hocutens. [3]

VYposens yoeaurenbHOCTH pekoMenaaiuii — C (ypoBEHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

- Bcem poactBenHukam mnanueHToB ¢ [IM/] ¢ mpenmyilecTBEHHOW HEI0CTaTOYHOCTHIO
CHUHTE3a aHTUTEN C YCTaHOBJIEHHOW MyTalledl peKoOMEeHAyeTcs MpHeM (OCMOTp, KOHCYJbTAIus)
Bpaya-reHeTHKa JUIs TUIAHUPOBaHHS CEMbH. [3]

VYposens yoeaurenbHOCTH pekoMenaaiuii — C (ypoBEHb JOCTOBEPHOCTH J0KA3aTEIbCTB — D).

- Bcem nanuentam ¢ I1M/] ¢ npenMyiiieCTBEHHON HEIOCTAaTOYHOCTHIO CHUHTE3a aHTUTEN st
CBOCBPEMCHHOW  JIMarHOCTHKWA  OCJOKHEHMH ©  moabopa  Tepamud TPH  BBISBICHUU
COOTBETCTBYIOIIMX JKaJI0O0 W/WJIM KIMHWYECKUX MPOSBICHUHN, U/UIN U3MEHEHUN TTpU 00CIeI0BaHUN
PEKOMEHIyeTCSl IPOBEACHUE KOHCYIbTAIIUN CMEKHBIX CIICIIHAIUCTOB:

- Bpa4a-racTpOdHTEPOJIOTa;

- Bpay4a-IyJIbMOHOJIOTa;

- Bpa4a-OTOPHUHOJIAPUHTOJIOT A,

- Bpa4a-CTOMaroJIora;

- Bpa4a-remMaToJiora;

- Bpa4a-OHKOJIOTa;

- Bpa4a-peBMaroJiora;

- Bpaua-¢rusuarpa. [3, 21]

VYpoBeHb yoeauTeabHOCTH pekoMeHaaruii — C (YypOBEHb JTOCTOBEPHOCTH JJOKA3aTEILCTB — 5)

3. JleyeHne, BkIOYAsA MeOUKAMEHTO3HYHO U HeMeAUKaMEHTO3HYK Tepanuu,
avetotepanuio, obesdbonuBaHMe, MeOULIMHCKME NMOKa3aHUs U NPOTUBOMNOKa3aHUA K
npUMeHeHUI0 MeToA0B neYveHus

OcHOBHBIMU ~ HampaBieHUsMH B JedeHun OombHBIX [IWJ[ ¢ mpeumyiiecTBEeHHOM

HEAOCTATOYHOCTHIO CHHTE3a aHTUTCI ABJIAIOTCA:
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- 3aMECTUTENIbHAs Tepanus npenapaTaMd UMMYHOTJIOOYIHHA YelIOBEeKa HOPMAIBHOTO™* is
BHyTpuBeHHOTO (BBUI**) 11 moakoxuoro BBenenus (ITKUI**);

- IpO(MITAKTHKA W/WIIK Tepanus HHPEKIIMOHHBIX MPOSBICHUH;

- Tepanus NPOSBICHUI UMMYHHO# aucperyisiuu. [35]

3.1. 3amecTutenbHas Tepanua VIMMyHOFHO6y11VIHOM yenioBeka HOpMa.ﬂbeIM**

3aMecTUTENbHAS TEpanusi MMMYHOTJIOOYJIMHOM 4YelIOBEKa HOPMaIbHBIM** — 3TO OCHOBa
tepanuu i Takux Gopm ITHUJ[ ¢ npenMyiecTBEHHOM HEJOCTATOUYHOCTHIO CUHTE3a aHTUTE, Kak:
OBUH, arammarnoOynuHemuu, runep-IgM cuHApOM ¢ NpeuMyIIECTBEHHONW HEIOCTATOYHOCTHIO
cuHTe3a aHTuTel. llpu pa3BUTHM TSOKENbIX W/WMIM PEeUUAMBHPYIOIIUX HH(QEKIH, BOIpPOC O
Ha3HAYEHUW JaHHOW Tepanuu MOXeT ObITh paccMOTpeH u mpu Apyrux ¢opmax I[N c
MPEUMYIIECTBEHHON HEJI0CTaTOYHOCThIO aHTHTEI. [3]

[Inanebo-koHTpOIUpyeEMBbIE  HCCIEAOBAHMUS IPENapaToB HMMMYHOIVIOOYJIMHA YeJOoBeKa
HOPMaJIBHOTO** ISl 3aMEeCTUTENIbHON Tepanuu y nanueHtoB ¢ [TN]] mpu3HaHbl HEBO3MOKHBIMU TI0
ITUYECKUM CcooOpaxkeHusiM, W He npoBoastrcs. [55] Tlosromy Y/ (ypoBeHB ITOCTOBEPHOCTH
nokaszarenbcTB) U YPP (ypoBeHb yOeAUTENBHOCTH PEKOMEHIAINi) Ui JAaHHOTO BHJIA TEPaIHUH
Huskue. [56]

- Pexomenayercs TIPOBOJWTH pETyIspPHOE BBEJACHHEC HMMMYHOTIJIOOYIMHA YeJIOBEKa
HOPMAITLHOTO** ¢ TENTbI0 3aMECTHTEIBHOM Teparmy cpasy IMocie MOCTAHOBKH JTUArHo3a MalnueHTaM
c:

- araMmarJioOyJIMHEMHUEH;

- OBHUH;

- runep-1gM CHHIPOM C TPEUMYIIIECTBEHHOM HEOCTATOYHOCTHIO CHHTE3a aHTUTEN. [57-62]

VYposens yoeaurenbHoCTH pekoMenaaiuii — C (ypoBEHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 4).

KommenTtapun: Ilpenaparsl wMMyHOTJIOOyJIWMHA YeOBEKAa HOPMAJIBHO™* He SBISIOTCS
JDKEHEpUKaMHU, HO TIPOLIECC TMPOU3BOJCTBA NpPENapaToB HMMMYHOTJIOOYJIMHOB  YeJOBEKa
HOpMasTbHOTO** cTporo perimamentupoBan (IIpunokenue A3.5). [55, 63-66]

OHu cpaBHUMBI TIO cBoei 3(D(HEKTUBHOCTH, OJHAKO HMEIOT pPa3Iuuusi, OOYCIOBIICHHBIC
MPOIIECCOM TPOM3BOJCTBA (pasHble MOMYJSIMH JIOHOPOB, pacmpereiieHne mojakiaccoB IgG,
ypoBeHb IgA, crabunm3aTopbl, ypoBeHb pH, BHpycOe30MacHOCTh U JAPYrHe XapaKTepucTuku). s
JNOCTIDKCHUSI HAWJIYYIIero pe3yiabTara JICYCHHs Ipernapar WMMYHOIVIOOYJIMHA 4YelloBeKa
HOpMaJbHOTO** creayeT moadupaTh, UCXOS U3 MHIMBUIYaJIbHBIX OCOOCHHOCTEH maruenTa. |60,
67-69]

I[Io cnocoOy BBemeHusl mpenapaTtbl HMMYHOIJIOOYJIMHA 4YEJIOBEKA HOPMAJIBHOTO**
pasnensaorcs Ha noakoxkseie ¢opmbl (IIKWUT™**) u mpemapaTsl [Uisi BHYTPUBEHHOT'O BBEACHUS
(BBUT'**). Pexomennyemas BBUI** cocraBnser 0,4-0,8 r/kr (rpamm/kuiorpamMm) Maccel Tena 1
pa3 B 3-4 negenu. [3, 57, 58, 60, 68, 70, 71] Pexomenayemas cymmapHas go3a [IKHUI™** na 1 mecsn
cocraBiser 0,4-0,8 r1/kr wmaccel Tena (B Ciydasx HauuuMsg KOd(QQHIMEHTa MepeBoja,
paccuuThIBaeTCS B COOTBETCTBUU C MHCTpyKuuei). CymMapHasi 103a pas3jeiseTcss Ha HECKOJIbKO
MOAKOKHBIX HHBEKIIHH, KOTOPbIE TOJKHBI OBITH BHITIOJTHEHBI C PaBHBIMH MPOMEKYTKAMH B TEUECHUE
Mmecsna. Beenenune mnpenaparo ITKUI** moxer ocymiectBisithest meronom rapid push u c
MOMOIIIBIO CHEIHATBHOTO YCTPOUCTBA JUTSl BBEJICHHS Ipernapara (rmomisi). [71]

Jloza umMMyHOTNOOyNMHA dYeloBEeKa HOPMAlbHOTO** ¥ KpaTHOCTh BBENEHUS JTOJKHBI
noAOUpaTbcs WHAMBUAYATBbHO MJIS KaXKJOTO MalMeHTa C Y4eTOM COIMYTCTBYIOIIEH MaTOJIOTUU
(Hamuuusi OpOHXOZKTA30B, JUaper ¢ moTepei Oenka M Jp.), METaOOJMYECKHMX OCOOCHHOCTEH,
HATMYUS/OTCYTCTBUSL  O00OCTpeHHsT HMH(QEKIIMOHHOTO Tmpouecca u jp. lLlemeBoe 3HaueHue
nperpancdysnonHoro IgG He ke 7 r\in. HazHauenue nmpenaparoB B 6ojiee Bbicokux jgo3ax (0,6-
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0,8 T/Kr wMaccel Tenma) PEKOMEHJOBAHO TMPU WHUIMALMK TEPaluH, TOCJIe TIEpPephiBOB B
3aMeCTUTENbHON Tepanuu Ooisiee 3-X MecsleB (Tepanus HaChIILIEHUs), a TaKKe BO BpeMs
KIMHUYECKU-3HAYUMBIX HWH(EKIIMOHHBIX SMU30J0B H/WIN OCIOXHEHHH, MPUBOAALIMX K TOTEpe
Oenka (sHTEpomnaTus, HeppoTHYecKuii cuHapoM). [Ipyu HanW4YMK COMyTCTBYIOMIECH MATOJNOTHH (TIPU
MMMYHHBIX LUTOIEHHIX) BO3MOXKHO IPOBEJCHUE BBICOKOJO3HOHM Tepanud HMMYHOTJIOOYINHOM
YeJloBeKa HOPMAJIBHBIM**, B COOTBETCTBHME C KIMHMYECKUMH PEKOMEHAAIUSAMH ISl JTaHHOW
HO30JIOTHYECKOH opmbl. [71, 72]

- PexomeHayercs Ha3Ha4yaTh BBEJACHHUE HMMMYHOIJIOOYIMHA 4YEIOBEKAa HOPMAIbHOTO** ¢
[ENBI0 3aMECTHUTEIBHON Tepanuu Npu HAJHMYUHM TOKEIBIX PEHUANBUPYIOMNX HWHOEKIMOHHBIX
MPOIIECCOB (HEKOHTPOJIUPYEMBIX C TOMOIIBIO PAIMOHAIBHOW aHTHOMOTUKOTEpAINIUU) |/WIH
ayTOMMMYHHBIX TPOSIBIICHUH MAIMEHTaM C:

- JedunutoM crenn(puveckux aHTUTEN MPHU HOPMAJIHHOM YPOBHE HMMYHOTJIOOYIWHOB WU
HOpMaJIbHOM KoJmuecTBe B-nmumdornntos B 103e 0,4 r/kr maccel Tena 1 pas B 4 Henenu (B3pociibie
u netn); [73-75]

- TpansutopHoil MilafeHueckod runoramMMarioOynnHemueir B no3e 0,4 r/kr maccel Telna
eKEMECSYHO (1eTH), Kak mpaBuiio 2-3 mecsna; [76, 77]

- Hedpurnmrom noakmaccos IgG (c/unu 6e3 nedurmra [gA) B no3e 0,4 r/kr maccel Tena 1 pa3 B
4 menenu (B3pocibie u aetn). [ 78-82]

Yposens yoeaurenbHoCTH pekoMenaanuii — C (ypoBEHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 4).
KommenTapun: mpoAoHKUTENBHOCTh 3aMECTUTEIIBHOW TEpanuu OMPEACNSIeTCs] HCXOAS U3
KIMHHYECKOM cutyanuu. [73-80, 82]

- Bcem nanuentam ¢ IIMJ] ¢ mpemMylieCTBEHHOMW HEIOCTATOYHOCTBbIO CHHTE3a AHTUTEI,
MOJIYYAIOUIUM  3aMECTUTENIbHYIO TEpanui0 HMMYHOIJIOOYJIMHOM 4YelOoBeKa HOPMaJbHBIM™*,
pPEKOMEHIyeTCs TOA0UpaTh 103y Ipernapara TakuM o0pa3oM, YTOObI TpeTpaHCPy3UOHHBINH YPOBEHB
IgG cocraBisin > 7 T/11 A1t JOCTHKEHUS KOHTPOJISI Hal HHGEKITHOHHBIMU 3a001eBaHusIMH. [83]

YpoBeHb yoeauTeabHoCTH pekoMmenaamuii — C (YypOBeHb JTOCTOBEPHOCTH JJOKA3aTEeIbCTB — 4).

- Jlnsg Bcex NAlMEHTOB, MOJYYArOUIMX 3aMECTUTEIBHYIO TEPAlHI0 HMMYHOIJIOOYINHOM
YeIoBeKa HOPMAaNbHBIM**, PEKOMEHIYeTCsl BBIOMpATh IIpernapar C YY4eToOM HHIMBUIYabHOI
HNEPCHOCUMOCTH U CHIDKCHHS PHCKAa pa3sBUTHS HEXKENaTeJbHBIX SIBICHHH Ha (oHe
3aMeCTHTEIbHOM Tepanuu. [84]

VpoBeHb yoeautensHOCTH pekoMenaanuid — C (YpOBEeHb JJOCTOBEPHOCTH JIOKA3aTEIbCTB — 5).

KoMMeHTapuu: pHCK pa3BUTHSI HEXKeENATelbHbIX 3()(GEKTOB BO3pacTaeT MpPH HHUIHMALMN
TepanuM, a TaKKe MPH CMEHE MpernaparoB MMMYHOIJIOOYJIMHA 4YelIOBeKa HOPMAaIbHOTO** B
nporecce JieueHUsl. MeHbIINi prCK MOOOYHBIX 3P(PEKTOB UMEIOT U300CMOIISIPHBIC Tperaparsl, a
TaKKe TOTOBBIE K BBEICHUIO PACTBOPBI 10 CpaBHEHHIO ¢ juoduiusaramu. [Ipu HCHob30BaHUH
HECKOJIbKHX (DIIaKOHOB JTMO(DUIN3HPOBAHHOIO IpernapaTa, PUCK MoOOYHBIX 3P(HEKTOB BO3pacTaer.
Taxke cieayeT yduThIBaTh, YTO Yy MAI[MEHTOB MOXET OBbITh HEMEPEHOCUMOCTh HEKOTOPBIX
KOMITOHEHTOB TIpernapaToB. [84]

- IMammentam c¢ IIMJ] ¢ npeuMylIeCTBEHHOM HEIOCTATOYHOCTBIO CHHTE3a aAHTHUTEI,
HYKJAIOMIMMCST B TPOBEACHUU 3aMECTUTEIBbHOW Tepamuu mpernapaTaMu HMMYHOTJIOOyIrnHA
YyelnoBeKa HOPMalbHOTO**, mis mocTuxkeHus 3(PpPEeKTUBHOTO KOHTPONS HaA HH(EKIHMOHHBIMU
3a00JIeBaHUSIMU HE PEKOMEH]IyeTCsl MCIOJb30BaTh MpemapaTsl, coaepxkamue Mmenee 95% IgG B
CBOEM COCTaBe (M/WJIH HE JACKIapupyrolue 3toro B cBoeit nHcTpykuuu) (I[Ipunoxenne A3.5). [70,
90, 91]

YpoBeHb yOCIUTEIBHOCTH PeKOMeH IaIuii — A (YpPOBEHb JJOCTOBEPHOCTH JIOKA3aTEIILCTB — 2).
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- IMammentam ¢ IIMJl ¢ npeumylecTBEHHOW HEIOCTATOYHOCTBIO CHHTE3a AHTUTEI,
HYXJAIONIMMCS B TPOBEJCHUHM 3aMECTUTENFHON TEepanmuy IpenapaTaMd HMMYHOTJIOOyTuHa
YeJoBeKa HOPMAJIBHOTO** pPEKOMEHIyeTCsl HCIOJb30BaHWE MPENapaToB C paclpeieieHueM
nonaknaccoB IgG, OmmM3kuM K  (U3HOJOTHYECKOMY, KOTOpPO€ JOJDKHO JEKIapUpOBaThCS B
WHCTPYKIIMU K TIpemapary, s JOCTH)KCHHS KOHTPOJS Haj WHQEKIHOHHBIM IPOLECCOM
(ITpuosxenue A3.5). [63, 68]

Yposens yoeaurenbHoCTH pekoMenaaiuii — C (ypoBEHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

- IMammentam ¢ IIMJ[ ¢ mnpeumymecTBEHHOW HEIOCTATOYHOCTBIO CHHTE3a aHTHTEDN,
HYKJAIOIKUMCS B TPOBEACHUM 3aMECTUTEIBHOW TEpanud HMMMYHOTJIOOYIMHOM 4YeJIOBEKa
HOPMaJIBHBIM**, HE PEKOMEHIYETCSl UCTIONb30BaTh MPeMapaThl, HE MPOXOISIIHNE MPU MPOU3BOJICTBE
STamnbl AIUMHUHAIMU MapBoBUpyca B19 u KOHTpoOJb €ro Hamu4us B IUIa3Me JTOHOPOB M KOHEYHOM
MPOAYKTE (WM HE JISKIapupyroiiie 3Toro B cBoeit uuerpykiun) (Ipunoxenne A3.5). [87]

Yposens yoeautenbHOCTH pekoMenaaiuii — C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — D).

KommenTapun: napBoBupyc B19 criocoOeH BhI3BIBaThH TSKENbIE HAPYIICHUS KPOBETBOPEHUS,
9TO MOXET CTaThb CMEPTEIbHO OMacHBIM ociokHeHneM y marueHTtoB ¢ [TMJI. [88-90] Tak kak
MMMYHOTJIOOYJTMH 4YeJOBEKa HOPMAIBHBIA™** SBISETCS MpernapaToM KpPOBH, C €ro BBEICHHUEM
COTNPSDKEH PHUCK TMepefadyd TPAaHCMUCCHUBHBIX WH(MEKIUMH, TOJBKO MHOTOCTYIIEHYATHIH IPOIecC
AIIMMUHAIIMY BUPYCOB TIO3BOJISIET CBECTH K MUHUMYMY BO3MOKHOCTB TIOJJOOHBIX OCIOXKHEeHUH. [85].

- Ilammentam ¢ IIMJ[ ¢ mnpeumymecTBEHHOW HEIOCTATOYHOCTBIO CHHTE3a aHTHTEDN,
HYXJAIONIMMCS B TPOBEJICHUM 3aMECTHTEIBHOW TEparmmuyl HMMMYHOTJIOOYJIHMHOM YeloBeKa
HOPMaJIbHBIM™*, HE peKOMEHAYETCs HCTI0Ib30BaTh MpEenapaThl, HEe yKa3blBaloIIKue coaepkanue IgA,
JUIS CHYDKEHHUSI PUCKA Pa3BUTHS TOKENIbIX aHaduaakTuueckux peaknuii (I[Ipumoxenne A3.5). [85,
91]

VYposens yoeaurenbHoCTH pekoMenaanuii — C (ypoBEHb JOCTOBEPHOCTH J0KA3aTeIbCTB — 5).

- [TarmenTtam c [l ¢ npeuMyiieCTBEHHON HEIOCTATOYHOCThIO CHHTE3a AaHTUTEN, C BBICOKUM
PUCKOM  pa3BUTUS TMOYEUHON HEAOCTATOYHOCTH (BO3pacT cTapuie 65 Jer, mouyedHas
HEJOCTaTOYHOCTh B aHAaMHE3, CEICUC, NpUeM He(POTOKCHYHBIX IMpEenaparoB, 00€3BOKHUBAHHE
OpraHu3Ma, naparnpoTerHeMUsl) W/Wiau 3a00JIEBaHUSMU CEpPACUYHO-COCYAUCTON CHUCTEMBI W/WIU C
MOBBIIIEHHBIM PUCKOM TpPOMOOAMOOIMYECKUX 3a00JeBaHUil, HYXIAIONIMMCS B IPOBEICHUU
3aMECTUTEIbHOH  Tepaluu MpernaparaMd HMMYHOTJIOOyJIMHA  4YeloBeKa HOPMAalbHOTO™**,
pexomenayercst ucnois3oBath 10% pactBopel BBUI™** (mns ymenblieHuss o6beMa BBOIUMOMN
xuakoctn) wim ITIKUT** ¢ nesabio CHIDKEHUS Pa3BUTHS PUCKA HEXEIATSIbHBIX sBlIeHUH. [92]

VYpoBeHb yoeauTeabHOCTH pekomenaaruii — C (YypOBEHb JTOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

KoMMeHTapuu: 'y MalMeHTOB €  MPEACYHISCTBYIOUIUMHU  3a00JI€BaHUSIMH  TOYEK
MPEAIOYTUTEIBHO UcHoab30Banue BBUI** co cTtabunmuzaTopom ManbTo30i. [93]

- Ilaumentam c¢ IIMJ[ ¢ mnpeumyiiecTBEHHOW HEIOCTATOYHOCTHIO CHHTE3a aAHTHUTED,
HYKJAIOIIMMCST B TPOBEACHUU 3aMECTUTEIbHOW Tepamuu mpernapaTaMu HMMYHOTJI00yInHa
YeloBeKa HOPMAIBHOTO**, ¢  3aTpyJAHEHHBIM BEHO3HBIM JOCTYHNOM (OCOOEHHO JeTsM)
pexomenayetrcss ucnoip3oBaTh [IKUI™** ¢ menpio obecriedeHHs TEXHHUECKOHW BO3MOKHOCTH
PETYJISIPHOTO MPOBEICHHS TEPAITUU U CHUYKEHHSI HETaTUBHBIX MOCIIEACTBU /y1s maruenTa. [ 71, 94]

VYpoBeHb yoeauTeabHOCTH pekoMenaaiuii — C (YypOBEHb TOCTOBEPHOCTH JJOKA3aTENIbCTB — 5).

- Ilammentam c¢ IIMJI ¢ mnpeuMylecTBEHHOW HEIOCTATOYHOCTBIO CHUHTE3a aHTUTEI,
HYXJAIOUIMMCS B TPOBEICHUHM 3aMECTUTENBHON TepamuM IpenapaTaMd HMMYHOTJIOOyIuHA
YeJoBeKa HOPMAJbHOTO**, ¢ pa3BUTHMEM CHUCTEMHBIX PEAaKUMH MpU BHYTPUBEHHOM BBEICHUH B
aHaMHe3e peKoMeHJoBaHa cMmeHa mpenapara BBUI™* unu ucnons3oBanme IIKUD ** ¢ nenbro
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CHIDKEHHS PHCKA TSAXKEIIBIX CHCTEMHBIX peakiuii. [95]
YposeHs yoeautenbHoCTH pekoMenaiuii — C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeIbCTB — 5).

- IMammentam ¢ IIMJ[ ¢ mnpeumylecTBEHHOW HEIOCTATOYHOCTBIO CHHTE3a aHTUTEI,
HY)KJAIOIIUMCST B TPOBEACHUM 3aMECTUTEIbHOW Tepanmuu IpernapaTaMd HMMYHOTJI00yiIuHa
9elioBeKa HOPMAIBHOTO**, ¢ TIOXO0M nepeHocumocTeio BBUT** B anamHe3e mpu HEBO3MOKHOCTH
CMEHBl IIpernapara HMMMYHOTJOOyJMHA 4YeJIOBEKa HOPMAJbHOIO™® ¢ LEeNbl0  YIy4LICHUS
[IEPEHOCUMOCTH UH(Y3UH PEKOMEH0BAHO COOJIIOJIEHUE CIEAYIOLUX MTPaBUIL:

- cHWwkKeHue ckopoctu uHy3uu (st BBUT** 5 u 10%): naumnate co ckopoctu 0.01
wir/kr/muH (0.5-1 Mr/kr/mMuH), nocrenerHo noBeimas (kaxapie 15-30 mun) go 0.02 mur/kr/mus, 0.04
mi/kr/muH, 0.06 mur/kr/mMuH u 10 0.08 mu/kr/mMuH (4-8 MI/Kr/MHH),

- IpeMeauKalus C  HCIOJIb30BAHMEM  HECTEPOUIHBIX IPOTHUBOBOCHAIMTEIBHBIX U
MIPOTUBOPEBMATUYECKUX IpPENapaToB, AHTUTMCTAMUHHBIX CpPEACTB CHCTEMHOTO JEHCTBHS,
KOpTHKOCTEpou10B cructeMHoro neictus (¢ I'KC)

- mperuapaTtanus #Hatpus xjaopuaoM*™* 3a 30 mMuHyT n0 BBeneHus mnpemapata (500 M
B3pocibiM U 10-20 Mut/Kr Macchl Tena aeTsam). [71]

VYposens yoeaurenbHOCTH pekoMenaaiuii — C (ypoBEHb JOCTOBEPHOCTH J0KA3aTEIbCTB — D).

- Ilanmentam c¢ IIMJ] ¢ nperMMyHIIECTBEHHOW HEIOCTATOYHOCTBIO CHHTE3a AHTHUTEN, C
COIMYTCTBYIOIIMMHU 3a00JIEBaHUSIMM, COMPOBOXKJIAIOMIMMHUCS ToTepe Oenka (HedpoTHyecKuit
CHHJIPOM, SHTEPOIIaTHEH), HYKJAOIIUMCS B TIPOBEICHUH 3aMECTUTEILHON TEpaliy IMperapaTaMu
MMMYHOTJIOOYJIMHA YeJIOBEKa HOPMaJIbHOTo** pekoMmenmyercs ucmoiab3oBath [IKUT** ¢ nenpio
6ostee addexkTrBHOTO MOAACpKAHUS TeeBoro ypoBus IgG. [73, 97, 98]

VYposens yoeaurenbHOCTH pekoMenaiuii — C (ypoBEHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

- [Narmentam ¢ [IN]] kareropuueckn HE PEKOMEHIYETCsl UCIOJIb30BaHNE UMMYHOTJIOOYIIMHA
YeJioBeKa HOpMabHOTO** st BHyTpumbimiedHoro (MI'BM™**) Bpenenus s 3aMeCTHTEIBHOMN
tepamnuu. [98, 99]

VYpoBeHb yoeauTenbHOCTH pekomenaamuii — C (YypOBeHb JTOCTOBEPHOCTH JJOKA3aTEeIbCTB — 4).

KommenTtapun: UT'BM** HeahpekTuBHBI M3-32 BRICOKOTO YPOBHSI HHAKTUBAIIMY TIperiapaTa B
MECT€e BBEJCHHS U HU3KOW CHCTEMHOM OnomoctynHocty. [68, 98, 99]

3.2. MpodmnakTuka n/mnumn Tepanusa MHPEKLUNOHHbIX NPOABIEHNN

[Marmentam ¢ I[IMJ] ¢ mnpeumyniecTBEHHOW HEAOCTATOYHOCTBIO CHUHTE3a aHTHUTEN
aHTHOMOTHKOTEpAIHs MOXKET ObITh Ha3HAYEHA B BHUJIE 3 PEXKUMOB:

- Kypcom muist neyenust 060CTpeHus;

- Hatepmuttupyromas npoduiIaKkTHYecKas aHTUOMOTUKOTepanus (KOPOTKUMHU WU
JUTUTEIbHBIMU KypCaMu);

- Ilepcuctupyromasi npoduirakTHueckas aHTUOMOTUKOTEepanus (MOKU3HEHHBIM MpueM
aHTHOAKTEePUAIIbHBIX MTPETapaToB).

VY nanuentoB ¢ 6onee TsokenbiMu popmamu [TH]] ¢ mpenmyiiecTBeHHONH HETOCTATOYHOCTHIO
cunre3za antuten (OBUH, arammarnoOynuHeMus, BbIpaXXEHHOE CHHXKEHHE ChIBOPOTOUHBIX I1gG u
IgA mpu HOpMaJIbHOM/NOBBIILIEHHOM ypoBHE IgM M HOpMmanbHOM KonuyecTBe B-kierok, (rumep-
M)) anTHOakTepuanbHas Tepanus Ha3HAyaeTcs B JOINOJHEHHWE K 3aMECTUTENIbHOW Teparuu Ipu
HUINYMM XPOHMUYECKHMX OYaroB HHQGEKIUH (B clydae HEKOHTPOJUPYEMOTO HWH(EKIIMOHHOTO
mporecca cienyeT pemarh BONpoc 00 YBETMYEHHMHU J103bl M/WIM YacTOThl BBEACHUS Iperapara
MMMYHOTJIOOY/IMHA YesloBeKa HopMmalibHOro). [l manuenToB ¢ 6onee nerkumu popmamu U] c
[IPEUMYILECTBEHHO N HEJ0CTATOYHOCTBIO CUHTE3a AHTUTE (Tpan3uTOpHas
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runoraMmarioOyanHeMusi, CeleKTUBHbIN [gA nedummr, nedpunut noakinaccoB IgG, medunut
CHenM(pUIECKUX aHTUTEN MPH HOPMAJIbHOM YpPOBHE HMMYHOIJIOOYJIMHOB ¥ HOPMAaJIBHOM
KonudecTBe B-mumdonuToB) aHTHOAKTEpHaNbHAS TEpanus SBISACTCS Tepanueld NMEepBON JHHUH U
TOJIBKO B Cllyyae MH(EKIMOHHOTO MPOIecca, HEKOHTPOIMPYEMOTO aHTUOAKTEPHAIHLHON Tepanuen
(B TOM 4YHCJIE B TMEPCUCTUPYIOIIEM DPEKHUME) MOXKET OBbITh PACCMOTPEH BOIPOC O Ha3HAYCHHUH
3aMeCTHTEIbHOM Tepanuu. [3]

- Ilammenram c¢ IIMJ] ¢ ©$peMMyHMECTBEHHONW HENOCTAaTOYHOCTBIO CHHTE3a AHTHUTEN
PEKOMEH/yeTCsl paHHEe Ha3HAYCHHWE W TIPOBEICHHE KOMOMHHMPOBAHHBIX M IPOJIOHTHPOBAHHBIX
KypCOB AaHTHMHUKpPOOHOH Tepanuu, NPOTUBOBUPYCHOW W IMPOTUBOTPHOKOBOM Tepamuu C LEJbIO
AocTrxkeHUs 3QPeKTUBHOTO KOHTpoJs Haa nHdpekuusamu (Tadmuma 2). [3, 100]

YposeHs yoeautenbHOCTH pekoMenaaiuii — C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — D).

KoMMeHTapuu: mnpoBeseHHE Kypca aHTUOAKTEpUadbHOW Tepalmuu CO  CTaHAApTHOU
MIPOIOJDKUTEIHLHOCTHIO MOYKET OBITh HETOCTATOYHO JIJIS dJMMHUHAIMK Bo30yauTens. [3, 100]

- ITammentam ¢ [IMJ[ ¢ mpeMMynIeCTBEHHOM HEIOCTATOYHOCTBIO CHUHTE3a AHTUTEN IpHU
HEJOCTaTOYHOM  KOHTpoJie  WH(EKIHOHHOTO  Mpollecca  pPEeKOMEHAyeTcs  Ha3HayeHHe
MpOoQUIAKTUYECKOW aHTHUOAKTEPUATILHON Tepanuy MpOAOJKUTEIbHBIMU WM KOPOTKUMH Kypcamu
Tt KOHTPOJIs nHpekimonHoro npoiiecca (Tadmuma 2). [3, 100]

Yposens yoeaurenbHoCTH pekoMenaaiuii — C (ypoBEHb JOCTOBEPHOCTH J0KA3aTEIbCTB — D).

Kommentapun: mnpu ostux ¢Qopmax [IMJ] wame Bcero MOCTaTOYHO TMPOBEICHUS
MHTEPMUTTUpPYIOUIEH npoduiIakTHUeCKOH aHTHOMOTHUKOTepanuu (mpenapar, J03HpOBKa U
MPOJIOJKUTENFHOCTh TEpauU OMPENeNsioTcs JiedyauuM BpadoMm). B cimywae, ecau oOoctpeHus
MH(DEKIMOHHBIX 3a00JI€BaHUN MMPOUCXOISAT B ONPENICTICHHBIN CE30H, HA3HAYAIOTCSI CE30HHBIE KYPChI
AHTUOMOTHKOTEPAITHH.

Ta6nuna 2. [Ipodunakruueckas antuonorukorepanus. [3, 100]

AnTHOaKTEepUaIbHBIN IpenapaT CHCTEMHOTO
IEUCTBUA

Hertu B3pocabie

# AmoxcunmuH+[ KnaBymanoBast kuciora ] ** 10-20 wmr/kr wmaccel | 500-1000 mr 1 wam 2

Tenma 1 unM 2 |pas3a B JICHb
paza/neHp
# Ko-Tpumoxkcazon |5 Mr/kr maccel Teia B | SMI/KT B IeHb Wid 3
[Cynbdamerokcazon+Tpumeronpum|** JIeHb WM 2 pa3a B|paza B Henemwo (IO
JICHb €KETHEBHO WJIH | KTMHUYECKUM
3 mHS B HENEI0 MOKa3aHUAM
#AzurpomMunua™* 10 mr/kr maccel Tena|500 mr 1 pa3 B
1 pa3 B Hepento wiu |Heaeao win 250 mr
5 MI/KT Macchl Tena|yepe3 AeHb 3 pasza B
4yepe3 JeHb 3 JHS B|HEIENIO
HEZEII0
#KnaputpoMurua** 7,5 Mr/kr Maccel Tena| 500 Mr B 1eHb uian 2
B JICHb WK 2 pa3a B|pasa B JIcHb
JeHb
#loxcuuukmua** Hersm crapuwe 8 net| 100 mr 1 nm 2 paza

25-50 mr 1 wmm 2

B JIEHb
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pasa B JicHb

WuransuuonHbie GopMbl aHTHOAKTEPUAIBHBIX MPENapaToB CUCTEMHOTO ACHCTBUS

#Tobpamuruy** Hetsim crapiie 6 et u B3pocibim: 300 mr 2
pa3a B JeHb, Kypc 28 nHei, 28 nHe#
IEPEPBIB U T. 1.

B ciiyuae Hed(PEKTHBHOCTH WM TUIOXOW MEPEHOCHMOCTH JAaHHBIX PEKUMOB, MOXKET OBITH
BBIOpaH 1100011 qpyroi aHTHOAKTepUaAIbHBIN TIpenapaT CUCTEMHOTO JICHCTBUSI.

3.3. Tepanusa nposiBfIeHUA UMMYHHOW AUCPerynsauum

MeTompl JeUeHHs] UMMYHHOU TUCPETYIAINN UMEIOT OTPaHUUYEHHYIO J0Ka3aTeabHyro 0a3y (B
COOTBETCTBUU cO ImKajamMu oueHku YJIJI u YPP) nmo mpuunmHe OTCYTCTBUS NOCBSILIEHHBIX MM
KIIMHUYECKUX HcclieoBaHnil. HeB3upas Ha 3TO, OHHM SBJISIOTCS HEOOXOAMMBIMH 3JIEMEHTAMU IS
TaKTUKA JIEYCHUs, TaK Kak Oosiee 3(h(EeKTUBHBIE W JOKa3aHHBIE METOJbI HE pa3paboTaHbl B
Hacrosee BpeMs. [Ipu BEIOOpE TaKTHUKU BEACHUS U TEPANMH CJIEYEeT YUYUTHIBATh, YTO Y TAIlMEHTA
MOTYT OBITh HECTaHJAPTHBIC TPOSIBICHHUS OOJE3HH, a TaKKe codeTaHue OO0JE3HW C JPYrUMHU
MaToJOTUSMUA, YTO MOXKET JUKTOBAaTh HEOOXOJAMMOCTh HM3MEHEHHWHM B alrOpuTME BbIOOpa
ONTHMAJIbHON TAKTHKH JICUCHUS.

4. MeauumHckas peabunutaums, MeAuLMHCKue nokasaHus 7]
NpPOTUBONOKa3aHUsi K NPUMEHEeHUI0 MeTo4O0B peabunutauumn

CaHaTopHO-KYpOPTHOE JICUYSHHE TI0 TPOQIITIO OCTIOKHEHUH OCHOBHOTO 3a00JICBaHHS.
[cuxomornveckas peaOUINTALINS M COIMATbHAS a/IalTAIIHs.

5. NMpodmnakTnka n gucnaHcepHoe HabnwaeHne, MegULMHCKUE MOKAa3aHUA U
NPOTMBONOKa3aHUA K NPUMEHEeHUI0 MeTOA0B NPodunakTMKm

MeTol0M MepUHATAILHOTO M PAHHEro IOCTHATAJIbHOTO CKPUHUHIA HACJIEICTBEHHBIX
araMMarjo0yJIMHEeMU, TPaH3UTOPHON TrUHoramMmarjioOyauHEMHUH JIETCKOTO BO3pPacTa, HEKOTOPBIX
dopm runep-IgM curgpomo u OBUH ¢ pannum nebrorom siBisercst onpeaeiaenne TREC (T-cell
receptor excision circles) m KREC (kappa-deleting recombination excision circle) B maskax-
oTrneyaTkax. JlaHHBI METOJ MO3BOJISIET OCYIIECTBIATh CKPUHUHT MAlMEHTOB JUI YIIIyOJIEHHOTO
UMMYyHOJIOTHYecKoro oocinenoBanus. [101-103]

- Bcem mammentram c¢ IIM]/] ¢ mpenmymiecTBEHHOW HENOCTaTOYHOCTBIO CHHTE3a AHTUTEI
PEKOMEHJIyeTCsl TPOBE/ICHHE €KETOAHOM BaKIIMHALMY POTUB BUpYyca IpuUMia (HHAKTHBUPOBAHHOM
BaKIMHOM), WMMMYHH3aIlUsl BaKUMHOM Ui TNPOQWIAKTHKA I[THEBMOKOKKOBOW HMHGMEKIMH |
uHbekmit, Bb3piBaeMbix Haemophilus influenzae tun b ans npodunakTuku 3apaxeHus 3TUMHU
B030ymuTensamu. [104-107]

VpoBeHb yoeautenbHOCTH pekomenaanuii — C (YpOBEeHb JJOCTOBEPHOCTH JIOKA3aTEIbCTB — 5).

KomMeHTapuu: MpeAnOYTHTEIbHO HCIOIb30BaHHE KOHBIOTHPOBAHHBIX M abIOBAHTHBIX
BakuuH. [104-107]

- [Tauuenram ¢ OBUH, arammarnoOynunemueii, runep-IgM cuHIpOMOM He peKOMEHIyeTcs
HCII0JIb30BAHNE JKUBBIX BaKLUH JUIs IPEIOTBPALEHHS PUCKAa PAa3BUTHUS BaKI[MH-AaCCOLMUPOBAHHOTO
MH(EKIMOHHOTO Mpoliecca ik BUpycoHocuTenbeTBa. [104-108]

YpoBeHb yoeauTenbHOCTH pekomeHaaluii — C (YpOBEeHb IOCTOBEPHOCTH JIOKA3aTENbCTB — 5).
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KommenTapuu: mpoBeieHHe UMMYHHM3alUHA BaKIIMHOW IIPOTUB BETPSHON OCIIbI, BAKIIMHOW JJIs
Npo(UIAKTUKYA MAPOTHTA, MTPOTUBOKOPEBOHM BAKIIMHOW, BAKIIMHOW MPOTHUB KPACHYXH BO3MOXKHO,
eciu ypoBeHb CD4+ > 500 xkn/mm3 y B3pocibix, > 1000 xi1/mm3 y gereit ot 1 mo 6 met, > 1500
ki/Mm3 y aereit o 1 roma. [104, 108]

- Bcem mammenTtam ¢ aeUIMTOM H30THUIA WUMMYHOTJIOOYJIMHOB WM JE(PHUIMTOM JIETKUX
Henei nmpu HOPMaJbHOM KOJIM4ecTBE B-1uMQOIMTOB pekoMeHIyeTcsl IpOoBEACHNE BAaKIMHAIINN B
COOTBETCTBMU C HalMOHaNbHBIM KalleHJAapeM MPHUBHBOK JUIS MPO(UIAKTUKA HWHOEKIMOHHBIX
3aboneBanwmii. [104, 105, 108]

Yposens yoeautenbHoCTH pekoMenaaiuii — C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

- Pexomenpyercs BakumHamus OKpykeHMs mnaunueHtoB ¢ IIM/] ¢ npenmymecTBeHHOU
HEJOCTaTOYHOCTHIO CHHTE3a aHTUTEN C LEeJbl0 CHI)KEHHS pHCKa 3apaKeHUs BaKIIMHO-
yrpasisieMbiMu UHGekusimu. [104, 108]

Yposens yoeautenbHoCTH pekoMenaaiuii — C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — D).

KoMMeHTapuu: B IUlaH BaKIMHAIMM KOHTAKTHBIX JIMI] JOJDKHO BXOJUTh: INPOBEACHUE
BAaKIMHAIIMM TI0 KaJleHJapro (ecimm He OBUIO TMPOBENEHO paHee), IMPOBEACHHE €XKEeTOqHOU
BaKIIMHAIIMM TPOTUB BHUpyca rpunmna (MHAKTUBUPOBAHHOM BaKIMHOW), WMMYHH3ALMS JUIS
MpoQUIAKTUKY THEBMOKOKKOBOM MH(eKunn 1 uHPpeknui, Bbi3biBaeMbix Haemophilus influenzae
tun b. Jlng BakuuHaum okpyxenus nauuentoB ¢ [I1]] ¢ npeumyiiecTBeHHOM HEAOCTATOYHOCTHIO
CHUHTE3a aHTUTENl MPOTUB BUPYCOB TpUIINIa U TOJMOMHUENNTA IpenapaTaMu BbIOOpa SBISIOTCS
BaKIIMHHbBIE MpernapaThl, COoAepKalllue BUPYC MOJHMOMHUETUTA TPEXBAJIEHTHBIM MHAKTUBUPOBAHHBIN
LENBHBIA U BUPYC TPHUIIA HHAKTUBUPOBAHHBIN 1eabHBIN. [104]

6. OpraHusaumns okasaHusi MEQULUHCKOW NOMOLLM

Tlocne mocTaHOBKHM qUarHosa:

- IlaumeHTt ¢ ycraHoBiaeHHbIM nuarHo3oMm [IM]] ¢ HEZOCTAaTOYHOCTHIO CHHTE3a aHTUTEN
JOJDKEH HaXOJWTCS TOJI TUCIIAHCEPHBIM HaONIOEHHEM Bpada MO MECTY JKUTEIbCTBA MU SIBISTHCS
IV KOHTpOJIsi Tepanuu. KpaTHOCTh HaOJIONEHUS OINPENeNseTcsl UCXOMs W3 CTENEHH TKECTH
Te4eHUs 3a00JIeBaHUsI.

- TlanmeHTHl, TONyYaIOIIME 3aMECTUTEIBHYIO TEparuio, JODKHBI HE MeHee 1 pa3 ron
MPOXOAUTH 0OCIETOBAHUE JJIsl KOHTPOJISI PAa3BUTHS OCIIOXKHCHUH.

- IMammentsr ¢ [MM]] ¢ HEMOCTATOYHOCTHIO CHUHTE3a AHTHTEN JOJDKHBI OBITH 00ECIeueHBI
npemnapaTamMu 0a3ucHON Tepanuu (MMMYHOTJIOOYIHHOM YeloBeKa HOPMaIbHOro** B HEOOX0AUMOI
J103€ U TpernapaTaMu JijIsi KOHTPOJISE CAMIITOMOB KIMMYHHOU TUCPETYIISIIHH).

6.1. MokasaHna gnsa nnaHoBOMW rocnuTanusauum

- HCPBUYHOC YCTAHOBJICHUEC NUATrHO3a IIPpU HAJIMYUU CUMIITOMOB, XapaKTCPHBIX AJIA HHIL,

- TroCldTalau3aivusa B CIHCHUAIM3HPOBAHHBIC LCHTPLI IIPU HCO6XOI[I/IMOCTI/I KOPPCKIUH
TCpalnu,

- JII00BIE OCJIOKHCHUA, Tpe6y101111/1e CTallMUOHApPHOTO JCUYCHUA (aYTOI/IMMYHHBIe,
MaJIMTHU3alusl, SHTCPOIIaTuA 1 )Ip)

6.2. Noka3saHuA OnNA 3KCTPEHHOM rocnuTanusauum

COCTOHHI/IH, YrpoXaromue KU3HH U Tp66y}0mne OKCTPCHHOI'O0 OKa3aHUs MEIUITUHCKOM
IIOMOIITH.
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6.3. NMNokasaHuAa Ans BbIMUCKA NalueHTa U3 cTaunoHapa

- CraOum3anmsi COCTOSHUS,
- JIIMTEenBHOCTH CTALIMOHAPHOIO JICUEHUsS ONPEHEIACTCS XapakTepoOM M TSHKECTBIO
KJIMHAYECKHUX TPOSIBICHUH HHPEKIIMOHHBIX 1 HeMH()EKIMOHHBIX ocinoxxuenuit [TN]1.

7. OJononHutenbHas wuHdopmauusa (B ToM u4ucne akTopbl, Bnusilolme Ha
ucxopn 3aboneBaHUA UM COCTOAAHUA)

Huarno3 [IM]l ¢ npeuMyleCTBEHHON HEIOCTATOYHOCTBK) CHUHTE3a AHTUTEN HE SBISETCS
MIPOTUBONIOKa3aHUEM K OepeMeHHOocTH U poaaM. HeoOxoaumbl palMoHaidbHbIE MOJATOTOBKA U
KOHTPOJb OEpeMEHHOCTH, OCOOEHHO B  ClIy4ae HaJu4yusl y HAUEHTKH  TSKEIO0ro
HEKOHTPOJIMPYEMOTO HMH(EKIIMOHHOTO IMpoIlecca WM CEePhe3HBIX OCIOXHEeHUW. BriObop mertona
poiopa3petIeH s — 0 aKylIepCKUM MOKa3aHUSM.

- bepemennsiM keHmmHam ¢ [IMJ[ ¢ mpeumymiecTBEHHOM HEAOCTATOYHOCTBIO CHHTE3a
aHTUTENl PEKOMEHIYETCS COBMECTHOE BEICHHME OepeMEHHOCTH IoJ HaOJoJeHHeM Bpaya-
aJyIeprosiora-uMMYHOJIOTa U Bpada-aKyliepa-THHEKOJIOTa TSt CHHYKEHHUS prucKa ocmoskaeHuit. [109]

VYposens yoeaurenbHoCTH pekoMenaauii C (ypoBeHb JTOCTOBEPHOCTH JI0KA3aTEILCTB — 5).

- bepemennsiM xeHmmHam ¢ [IMJ[ ¢ mpeumymiecTBEHHOM HEIOCTATOYHOCTBIO CHHTE3a
aHTHUTENl PEKOMEHIYETCs TIIATENbHbIH KOHTPOJIb HHGEKIMOHHOTO Mpoliecca JJIsi CHIDKEHUSI pUcKa
MepUHATATBHBIX 0ca0)HeHHH. [109]

- bepemennbiM manmentkam ¢ [IM]J] ¢ mpenmyniecTBEHHOW HENOCTATOYHOCTBIO CHHTE3a
AQHTHUTEJ  PEKOMEHJIYETCS  yBEIMYEHHE 1036l  Mperapara HMMYHOTJIOOYIMHa  4YeJoBeKa
HOPMaJIBHOTO** 17151 3aMECTUTEITLHOM Teparuu C 1EeIbI0 MPOQPIIAKTHKHA Pa3BUTH HH(PEKIIMOHHBIX
ocioxuenuid. [71, 110-112]

VYpoBeHb yoeauTeabHoCTH pekomenaamuii — C (YypOBeHb JTOCTOBEPHOCTH JIOKA3aTEeIbCTB — 4).

KommeHTapun: He0OXOJWMOCTh YBEIMYEHHUS J03bI OOYCIIOBJICHAa YBEIMYCHHEM Beca
MAIMEHTKN, TEMOIIIIONUCH U Mepenadeii 4acTh MMMYHOTJIOOYJIMHOB TUIOAY TPaHCIUIAICHTAPHO.
[113] [do3a u uHTEpBas BBEACHUSA MOAOHMPACTCS WHAWBHAYAILHO C YY€TOM IMpeTpaHc()y3HOHHON
KoHIeHTpammu [gG, dacToThl HMH(MEKIMOHHBIX MPOIECCOB, HAIMYHMS HEHH(DEKIIMOHHBIX
OCJIO)KHEHHUH, Beca manueHTku. [71, 110-112]

- bepemennbiM nanmentkam ¢ IIMJ[ ¢ npenMmyiiecTBEHHOW HENOCTATOYHOCTBIKO CHUHTE3a
aHTUTEA B Cllydae MPOBEACHUS POJOpA3peUIeHUs IyTeM OIlepaluyd KecapeBa CeYeHUs
pPEKOMEHAyeTCsT MPOBOJAUTH KypChl aHTHOAKTEpPHANbHOM Tepamuu IIUTEeNbHOCThIO B 2-3 pasa
MPEBBIIAIONIEH  MPOJODKUTEIBHOCTh  CTaHJAPTHOM  aHTHOAKTEepHalbHOM  Tepamuud Yy
MMMYHOKOMITETEHTHBIX OOJBHBIX C LENbI0 MPOPUIAKTUKHA PA3BUTUSI HHPEKIIUOHHBIX OCIOKHEHUI
B IocJieonepannoHHom nepuoze. [109]

VYpoBeHb yoeauTeabHOCTH pekoMmenaauii — C (YypoBeHb JOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

KpuTepumn oueHKu KauyecTBa MEOULUHCKOM MOMO LU

N Kpurepun kauectsa OrneHka BBIIOJTHEHUS
1 [TanreHTy ¢ KIMHUYECKUMU MpU3HaKaMu, Xapakrepubivu uist [T/ | la/Het
C TNPEUMYLIECTBEHHONW HENOCTATOYHOCTBIO CHHTE3a aAHTUTEI,
BBITIOJTHEHO IIPOBEACHUE UCCIIEN0BaHN YPOBHs
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UMMYHOTII00ynuHOB A, G, M B KpoBH

[ManenTy ¢ runoraMMaryioOyJIMHEMHUEH W arammarioOylTuHeMHen
npoBeaeHo uccieaoanue CD19+ numdormron

Ja/Het

[ManenTy ¢ runoraMMarioOyTHMHEMHEH W aramMMmariioOyaTuHeMuen
npoBefieHo  uccienoBanus ypoHs CD3+, CD4+, CD8+,
CD16+/56+ numdo1MTOB B KPOBH

Ha/Her

[Tanmenty ¢ IIMJ[ ¢ #OperMynIeCTBEHHONW HENOCTaTOYHOCTHIO
CHHTE3a aHTUTENl IUAarHOCTHKA BUPYCHBIX HMH(MEKIUH MpoBeaeHa
metoaoM [1L[P

Ha/Her

[Tanmenty c¢ IIMJI ¢ nOpenMyIIECTBEHHONM HEIOCTATOYHOCTHIO
CHUHTE3a aHTUTEN MPOBOJAATCA  peryjsipHble  JabopaToOpHbIE
uccieoBaHus He pexe | paza B 6 Mecs1IeB:

- OOmumii (KIMHUYECKHH) aHaIW3 KpPOBH DPAa3BEPHYTHIH C
nerkonutapuoit  ¢opmynor u  COD  (CKOpOCTh  OCEHTaHMS
SPUTPOLIUTOB);

- OOumii (KIMHUYECKHI) aHaIU3 MOYH;

- AHanu3 KpoBH OMOXMMHUYECKHI oOlierepaneBTHUECKU (0Ot
Oemok, OenmkoBble (pakiuu, MouyeBWHA, KkpeatunwH, ACT
(acmapraramuHoTpancdepaza), AJIT (amanmHaMuUHOTpaHChEpasa),
I'TTII (raMMa-TIroTaMHITpaHCIIENTHAA3a), JIAT
(makTaperuaporeHasa), OMIMPyOUH OOIIHIA, TITIOK032)

Ja/Het

[Tarmenty c TUTIOTaMMarjoO0yJIMHeMuen W
araMMmarjo0ylMHeMHen, oTyJyaroieMy 3aMECTUTENbHYIO TEPAIUIo
MMMYHOIJIOOYJIMHOM  4YeJIOBeKa  HOPMAaJbHBIM,  IPOBOJUTCS
eXKEeMeCIYHOe HCCieoBanne nperpancdysnonnoro yposus IgG B
KpPOBHU JI0 IOCTHKEHHUS 1IEJIEBOTO YPOBHS

Ha/Her

[Manuenty c rurnorammarioOyanHeMuei Wi
araMMmarjo0ylIMHeMHen, oMyJyaroieMy 3aMEeCTUTENbHYIO TEPAIUIO
MMMYHOIJIOOYJIMHOM YeJIOBEKa HOPMaJbHBIM, MOCJE JOCTHXKEHUS
1L[EJIEBOTO YpOBHS IgG MIPOBOJIUTCS UCCIIEIOBaHKE
npetpancdy3nonHoro ypoBHs IgG B kpoBum He pexe 1 paza B 6
Mecs1EeB

Ha/Het

[MTaumenty c¢ IIMJ[ ¢ nOpeuMylieCTBEHHOH HEIOCTATOYHOCTBIO
cuHTe3a aHTUTeNn BbINOJHEHO KT opraHoB rpyaHOW MOJNOCTH B
MOMEHT I[IOCTAaHOBKM JIMarHo3a ¢ II€JIbI0  CBOEBPEMEHHOM
JIMArHOCTHKH OCJIOKHECHHUN

Ja/Her

IMartuenty ¢ OBHUH mposeneno Y3U  (ynmbTpa3BykoBOE
UCCIIEIOBaHUE) JOCTYMHBIX OCMOTpPY JIMM(ATHUYECKUX Y3JIOB,
OpraHoB OPIOIIHOM MOJIOCTH Ha MOMEHT MOCTAHOBKHU JIMarHO3a U He
pexe 1 pa3a B rox

Ha/Her

10

[MTanmenty ¢ IIMJI ¢ #OpeuMyIIECTBEHHONM HEIOCTATOYHOCTBIO
CUHTE3a aHTUTENI IIPOBOJIUTCA KOHCYJbTALlMs Bpada-ajljieprosora-
MMMYHOJIOTa He pexxe | pasza B rof

Ha/Her

11

[Marmenty ¢ arammarnoOynuaemueit/OBUH/runep-IgM cunapom ¢
MPEUMYLIECTBEHHOW  HEIOCTAaTOYHOCTBIO  CHHTE3a  AHTUTEN

Ha/Her
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MPOBOAUTCS BBE/ICHUC MMMYHOTJI00y/IHHA YeoBeKa
HOpMaJIbHOTO**
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[Tpunoxenue Al

Cocras pa0oueii rpynnsl mo pa3padorke u nepecMoOTpy KJIHHHUYECKUX
peKoMeHaaumnin

Usnensl paboyeii rpymibL:

1. AOpamoBa UMpuna HukomaeBHa — alIeprosor-uMMYHOJOI, K.M.H., OTAEJICHUE
nmmyHosiorun @I'bY "HMUILL AI'OU um. Imutpus Porauesa" Munzapasa Poccun

2. Baxmsapckas Csemnana CepreeBHa — ajuIeproJIor-nMMYHOJIOL, K.M.H., Bpad OTIEJICHHUS
kiuHu4Yeckod ummyHosiornu u pesmarosiornn OCIT PIKb ®I'TAOY PHUMY um. H.M. ITuporosa
MunszapaBa Poccun, accucteHT kadeapbl KIMHMYECKOW MMMYHOJOTHH MEIUKO-OHOJIOrHYeCcKOro
¢daxynbrera ®DI'AOY PHUMY um. H.U. [Tuporosa Munsapasa Poccun

3. Nnbuna Haranes iBaHOBHA — Bune-npe3neHT Poccuiickoil acconuanyy auieproioros u
KIMHUYecknX uMMmyHosoroB (PAAKH), a.M.H., npodeccop, 3amecturens aupextopa @I'BY "T'HI]
Wuctutyt ummyHosorun" ®MBA Poccun o kiimHHYeCKoi paboTe — IJ1aBHBINA Bpay

4. Konpgpatenko HMpuna BamumoBHa — 1.M.H., mpodeccop, 3aBeaymoomas OTIEICHUEM
knuHu4Yeckod ummyHosiornu u pesmarosiornu OCII PIKb ®I'AOY PHUMY uMm. H.M. ITuporosa
MunsapaBa Poccun, npodeccop kadeapbl KIMHUUECKOW UMMYHOJIOTMH MEIUKO-OHOJIOrHYeCKOro
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¢daxynsrera ®I'AOY PHUMY um. H.U. [Tuporosa Munsapasa Poccun

5. Kyspmenko Haranss bopucoBHa — 3aB. OTH. D3NMIEMHUOJOTMM U MOHMTOPHMHIA
ummyHoepurutos ®I'BY "HMUILL AI'OU um. [Imutpust Porauera" Munsapasa Poccun, K.M.H.,
Bpay ajuIeprosior-uMMYHOJIOT, IeIUaTp

6. JlarpnueBa Enena AuiekcaHgpoBHa — BeIyLIUH Hay4YHbIH COTPYAHHMK OTIEJICHUS
umMmyHonatosiorud B3pocibix ®I'BY "T'HI[ Uucturyr ummynosorun" ®MBA Poccun, n.m.H.,
noueHT kadenpsl Krnuauueckas ummyHonorumu ¢akymereta MB® I'OY BIIO PHUMY wum.
IInporosa

7. JlatermeBa Tartesina BacuinbeBHa — a.M.H., mpodeccop Kadeapbl KIMHUYECKOH
ameprosiorud U ummyHnosiornn ®IIZI0 MI'MCY, 3aBeayromuil oTaeieHHEM UMMYHONIATOJIOTUU
B3pocibix ®I'BY "T'HIL UuctutyT ummynonorun" ®MBA Poccun

8. Manto HMpuna AnexkcaHJpOBHAa — HAy4YHbIH COTPYJHUK OTAEICHHUS MMMYHOIATOJOTUU
B3pocibix ®I'BY "T'HIL Uuctutyt ummynonorun" ®MBA Poccun

9. INamnypa Anexcanap HukomaeBud — pyKOBOJUTENh OT/ENa AJJIEPTOJOTUN U KIIMHUYECKON
ummyHosorun OCII "HUKW nemmarpun nmenn axaaemuka lO.E. Benptumesa ®I'bOY BO
PHUMY wum. H.U. TITuporoBa Munszapasa PO, 1.M.H., mpodeccop.

10. IIponeyc Anapeit IletpoBuy — n.m.H, npodeccop, riaBubiii neauarp JKb N 9 um. I'.H.
Cnepanckoro. 3apemyronuii  kadeapod KIMHMYECKOW WMMYyHoJorun HerocymapcTBeHHOTO
00pa30BaTeIbHOTO YaCTHOTO YUYPEKICHHS JOMOJHUTEIBHOTO Mpo(eCCHOHAIBLHOIO 00pa3oBaHUs
"Briciias MenuuMHCKas MIKoja'", TJIaBHBIM BHEIITATHBIA AETCKUM aJIeprojor-uMMmyHosaor M3
MockoBckoii 06acTu.

11. ®omwmna J[lapps CepreeBHa — K.M.H., JOIIEHT, JOIEHT Kadeapbl KINHHUYECKOU
uMmmyHoJsiorud u amieproiorun ®I'AOY BO "llepsriit MI'MY um. U.M. CeuenoBa" MuHn3apasa
Poccnn, rnaBHBIA CHIENUAIACT ajuIeprojor-uMMyHosor JlemapraMeHTa 3ApaBOOXpaHEHUs ropoja
MockBBI, pyKOBOAUTENb MOCKOBCKOTO TOPOJACKOTO HAYYHO-IIPAKTH4YeCKOro LlenTpa amnepronorun
u ummyHosiorun 'bY3 "I'Kb N 52 JI3M"

12. lllep6una Anna FOpseBHa — 1.M.H., mpodeccop, 3aMecTHTeNb aupekTopa MHCTHTYTA
reéMaToJIOTMM, MMMYHOJIOTHUH M KJIETOYHBIX TEXHOJIOIMH, 3aBelyroniasi OTACIICHHEM UMMYHOJOTHH
OI'bY "HMUL AI'OU um. Imutpus Porauesa" Munsznpasa Poccuu

13. YyBupos Jlenuc ['enHanueBuy — K.M.H, 3aB. OT/ICJICHHEM UMMYyHONIaTo0ruu aereit ®I'bY
"I'HII Uuactutryr ummynosioruun" ®MBA Poccun

14. SIpueB Muxawn HukonaeBuu — 1.M.H., ipodeccop kadeapsl KIMHUYECKOW ajieprojorun
u uMmmyHosorun ®OITJO MI'MCY, B.H.c. otnenenus ummyHonartosioruu aereit ®I'BY "I'HIJ
HNuctutyr ummynonorun" ®MBA Poccun

[Tpunoxenue A2

MeTtonoJs10rusi pa3padoTku KIMHUYECKHX PeKOMeH AU
[Tpunoxenne A2.1

IeneBast ayauTopusi JaHHBIX KIMHUYECKUX PEKOMEHIAIIHA:
. Bpa4-aKylep-ruHeKoJIor;

. Bpa4-aJuIeproJor-uMMyHOJIOT;

. Bpa4-racTpO3HTEPOJIOT;

. Bpa4-T€HETHUK;

. Bpa4-JI€pMaTOBEHEPOJIOT;

. Bpau-JIeTCKUI XUpYpr;

. Bpau-J1abopaToOpHBIN I€HETHUK;

NN N R W
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8. Bpau-HEOHATOJIOT;

9. Bpau o01m1eit mpakTuku (CeMeiHbIN Bpay);
10. Bpau-0TOPUHOJIAPUHTOJIOT;

11. Bpau-nenuarp;

12. Bpau-nieauatp ropoackoi (pailoHHbIN);
13. Bpau-nieauaTp y4acTKOBBIH;

14. Bpau 1o rurveHe Aerel U NoJpoCTKOB;
15. Bpau no ruruexHe Tpyma;

16. Bpad no oO1ieii ruruenHe;

17. Bpau IpUEMHOT0 OTAEICHUS;

18. Bpau-cTOMATOJOT;

19. Bpau-CTOMATOJOT AETCKUH;

20. Bpau-CcTOMATOJIOT-OPTOTIE];

21. Bpau-cTOMAaTOJIOT-TEPAIIEBT;

22. Bpa4-CTOMATOJIOT-XUPYPT;

23. Bpau-TepanesT;

24. Bpau-TepaneBT MOPOCTKOBBI;

25. Bpay-TepaneBT Y4acCTKOBBII;

26. Bpau-TepareBT y4acTKOBBIN LIEXOBOTO BpaueOHOI0 y4yacTKa;
27. Bpad GyHKIIMOHATBHOM TUAarHOCTHKH;
28. Bpau-xXupypr;

29. Bpay-4eIrOCTHO-IUIEBON XUPYPT.

[Tpunoxenue A2.2

MeTtonoJ10rusi pa3padoTki KIMHAYECKHX PeKOMEH AU

2 unena paboueit rpynmbel  (JlateimeBa Emena AnekcanapoBHa u Manto Hpuna
ANexkcaH/IpoBHA) HE3aBUCHUMO JpPYr OT JApyra BBINOJHSUIA CHUCTEMAaTHUYECKUW IOHCK U OTOOp
nyonukanuii HezaBucuMo npyr oT apyra ¢ 01.08.2019 mo 23.09.2019. Ilouck mnpoBomuics B
nouckoBoi cucteme PubMed (http://www.ncbi.nlm.nih.gov/pubmed/), KokpanoBckoii 6ubinoTeke
(http://www.cochranelibrary.com/), = Hay4Ho¥Wl  anekTpoHHoW  Oumbmmoreke eLIBRARY.ru

(http://elibrary.ru/defaultx.asp), Oaze JTAHHBIX EMBASE
(https://www.elsevier.com/solutions/embasebiomedicalresearch), a Takwke 1O  perucrpam
KITMHUYECKHUX UCIBITAHUN: https://clinicaltrials.gov/ u

https://www.clinicaltrialsregister.eu/ctrsearch/search. beuio Haitneno 250 myOnumkanuii, U U3 HHX
Oobuto otoOpano 118 mybnukauuil. B cioydae BO3HHMKHOBEHMS pa3HOTNIACHMU TMpH  oTOOpe
nyOJIMKalMM TPUBJIEKAIUCh OCTalbHble wWieHbl paboueil rpynmnsl. Ha ocHoBaHumum 0TOOpaHHBIX
nyonukanuii o6a 3Kcrepra HE3aBUCHMO JPYT OT Jpyra c(OpMyJIHPOBAIM TE3UC-PEKOMEHAALNH,
KOTOpbIE€ OBLIM OLIEHEHBbI C MOMOIIBIO IIKaJl OLIEHKU YPOBHS JOCTOBEPHOCTH J0KAa3aTeNIbCTB U
METOJIOB JIMarHOCTUKH, OLIEHKH YPOBHEH aocTtoBepHOCTH JokazarenbcTB (YI) mist meronoB
Npo(UIAKTUKHY, JIEYeHUs U peabuiautauuu (MpopuIakKTHYECKUX, JICUeOHbIX, peaOuIMTallMOHHBIX
BMEIIATENbCTB), OLEHKM YypOBHeH yOeaurenbHOCTH pekomeHnanuii (YVYP) ans  wmeronos
NpOo(UIAKTUKY, AUATHOCTUKH, JIEYEHUs U peabuiuTanuu (IpopUIaKTHUYECKUX, AUAarHOCTUYECKHX,
Je4eOHBIX, peabuauTannoHHbIX BMemaTenbeTs). ([Ipunoxenue 1, [punoxenue 2, [punoxenue 3)
B nanpHeiimeM kaxaas Te3MC-peKOMEHAAIMs Obula TIIATEIbHO OOCYXKJeHa Ha oOuieM coOpaHuu
paboueil rpymnbl, 0 BCEM ClTydastM pa3HOTJIacuil ObUT JOCTUTHYT KOHCEHCYC.
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[Tpunoxxenue 1

IIIkaJjia OLEeHKH YPOBHEH 10CTOBEPHOCTH AoKasaTenbeTB (Y1) nnst meronos

AMATHOCTUKHU (IUATHOCTHYECKHX BMENIATEIbCTB)

YA

PacmmudpoBka

Cucrtemarudeckue 0030pbI UCCIIEAOBAHUA C KOHTPOJIEM peepeHCHBIM METOJIOM WIIH
CUCTEMAaTUYECKUN 0030p paHIOMU3MPOBAHHBIX KIMHUYECKUX HCCIEIOBAaHUN ¢
IIPUMEHEHHEM METa-aHaIn3a

OTtnenbHBIE HCCIENOBAHUS C KOHTPOJIEM pPEPEPEHCHBIM METOJAOM WM OTAEIbHBIC
PAaHAOMU3UPOBAHHBIC KIIMHUYCCKUC HCCICAOBAHUA W CHCTCMATHUYCCKUC 0630pI>I
HCCIIEeI0OBAaHUM JTH000T0 IM3aifHa, 3a UCKIIOUEHHUEM PaHJI0MU3UPOBAHHBIX KIMHUYECKUX
HCCIIEIOBaHUM, C IPUMEHEHUEM MeTa-aHalu3a

HccnenoBanuss 0e3 MOCIIEAOBATENBHOIO KOHTPOJS pPEPEPEeHCHBIM METOJOM HWIH
UCCIEeIOBaHUS C pedepeHCHbIM METOJIOM, HE SBISIONIMMCS HE3aBUCUMBIM OT
HCCIIETyeMOro METOJa MM HepaHJOMU3UPOBAHHBIE CPABHUTENbHBIE HMCCIEOBAHUS, B
TOM YHCJIe KOTOPTHBIE UCCIIEA0BAHUS

HeCpaBHI/ITeJ'IBHI)Ie HCCIICO0BaHMs, OITMCAHNUE KIIMHUYCCKOTO CiIydasd

HmeeTcs muis 000CHOBaHHE MEXaHH3Ma I[GﬁCTBI/IfI WM MHCHHUE DKCIICPTOB

[Tpunoxenue 2

IIIkajsia oneHKN yPpOBHei 10cTOBEPHOCTH A0Ka3aTebeTB (Y /1) s meTonon
NPoPUIAKTHKH, JieYeHnsl U peaduaurauum (MpoPuiIaKkTu4ecKux, JeuyeOHbIXx,

peadtuIuTANMOHHBIX BMEIIATE/IbCTB)

Y Pacmudposka

1 Cucremarnueckuii 0630p PKU ¢ npumeHeHnemM MeTa-aHaan3a

2 Otnenvubie PKU u cucrematnueckue 0030pbl HMcCCIeIOBaHUN JTHOOOrO u3aiiHa, 3a
uckmoyenrem PKU, c npumeHneHreM MeTa-aHain3a

3 HepannomusupoBaHHble  CpaBHUTENbHBIE  HCCIENIOBaHWSA, B T.4. KOTOPTHBIC
WCCIIeIOBAHUS

4 HecpaBHuTensHble HCCIEAOBAHUSA, ONMUCAHHE KIMHUYECKOTO Cclydyas WIHM CEpUU
CJIydaeB, HCCIEI0OBAaHUS "CIy4aii-KOHTPOJIb"

5 Nmeercs nuiibs 0600CHOBaHME MeXaHM3Ma JIEHCTBUS BMeIIATENbCTBA (JOKIMHUYECKHE

I/ICCJ'IG,Z[OBaHI/IH) HJIM MHCHHUC DKCIICPTOB
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[Tpunoxxenue 3

IIkana oueHku ypoBHeil yoeaureabHocTH pekomenaauui (YYP) nis meroaos
NPOoPUIAKTHKH, ITMATHOCTUKH, JIeYCeHUS U peadmiauranun (MpoQuiakTH4eCKHuX,
AMATHOCTHYECKHUX, JIeYeOHbIX, peaduINTAIMOHHBIX BMEIIATE/IbCTB)

yVp PacumdpoBka

A CunbHas pekoMeHamus (Bce paccMaTpuBaeMble KpuTepud d(Q(GEKTUBHOCTH (MCXOJIBI)
SIBIISIFOTCSL Ba)KHBIMH, BCE HCCIIEIOBAHHS MMEIOT BBICOKOE WM YIOBIETBOPHTEIHHOE
METOJIOJIOTHYECKOe KadeCTBO, WX BBIBOJBI 10 HMHTEPECYIOUIMM HCXOJaM SBIISIOTCS
COTJIaCOBAHHBIMH)

B VYcinoBHas pexkomeHaauus (HE BCe paccMaTpUBaeMble KpUTepHHM 3(PPEKTUBHOCTU
(ucxonpl) SABISIOTCA BaXHBIMH, HE BCE MHCCIEIOBAaHUS MMEIOT BBICOKOE WU
YIOBJIETBOPUTEIBHOE  METOJIOJIOTMUECKOE  KayecTBO W/WIM  HMX  BBIBOABI IO
MHTEPECYIOIIUM HCXO0JIaM HE SIBJISIFOTCS COTJIACOBAHHBIMHU )

C Cnabasi pexomeHmamnusi (OTCYTCTBHE JIOKa3aTeIbCTB HAJJIEKAIIETO KadecTBa (Bce
paccmarpuBaeMble KpUTepud 3(P(GEKTUBHOCTH (MCXO[bI) SIBISIOTCS HEBAKHBIMH, BCE
UCCIIEIOBAaHUS HMEIOT HHU3KO€ METOJI0JIOTUYECKOE KAayeCTBO M HUX BBIBOJBI IO
MHTEPECYIOIIUM HCX0JIaM HE SIBJISIFOTCS COTJIACOBAHHBIMHU )

[Tpunoxenne A2.3

ITopsiioKk 00HOBJIEHUS KIMHUYECKUX PEKOMEHIAUI

MexaHus3m OOHOBJIEHUS KIITHHAYECKUX PEKOMEH AU peaycCMaTpUBaeT X
CHUCTEMATHYECKYIO aKTyaJIM3aI[ii0 — HE peXe YeM OJMH pa3 B TPH I'ojJia, a TaKKe MPHU IMOSBICHUN
HOBBIX JAHHBIX C TIO3WIMM JO0Ka3aTeIbHOW MEIUIMHBI TI0 BOINPOCAM JWAarHOCTHKH, JICUCHUS,
npodUIaAKTUKKM W peaOuIuTallMd  KOHKPETHBIX  3a00JIeBaHWM, HaJIM4YMK O0OOCHOBAaHHBIX
JOTIOJTHEHUI/3aMeuaHui K paHee yrBepkaeHHbIM KP, Ho He vame 1 pa3a B 6 MecsI1ieB.

[Tpunoxenne A3

CnpaBovHble MaTepHuaJibl, BKJIKYAas COOTBETCTBHE NOKA3aHUI K NIPUMEHEHHU IO
U IPOTUBONOKA3AHUI, CTIOCO00B IPMMEHEHHS U 103 JIeKAPCTBEHHbIX
NpenapaToB, MHCTPYKIUH 110 MPUMEHEHHUIO JIEKAPCTBEHHOI 0 Mpenapara

ITpunoxenne A3.1

CBsizaHHbIE AOKYMECHTbBI

1. Ilpukaz MunHucTtepcTBa TpyAa M couuanbHoil 3amutel PO "O knaccupuxanusax u
KPUTEPHUAX, HCIOJIB3YEMBIX IIPU OCYLIECTBIEHMHM MEANKO-COIMAIBHON AKCHEPTU3bl I'paXkaaH
(benepaabHBIMH TOCYAAPCTBEHHBIMHM YUPEXACHUSMH MEIUKO-COLMATbHON AKCHepTH3sl" ot 27
asrycta 2019 r. N 585H (BcT. B cuny ¢ 1 suB. 2020 1.).

2. ®enepanbhblid 3ak0H OT 25.12.2018 N 489 489-03 "O BHeceHUU M3MEHEHHM B cTaThio 40
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®enepanbHoro 3akona "OO6 00s3aTeIbHOM MEAUIIMHCKOM cTpaxoBaHuu B Poccuiickoit @enepanun”
u OenepanbHblii 3akoH "OO OCHOBaxX OXpaHbl 3/10pOBbs TpakaaH B Poccuiickoir @exepanun” no
BOIIPOCaM KJIMHUYECKUX pEKOMEHAan".

3. [Tpuka3 Munzapasa Poccuu N 1031 ot 28.02.2019 1. "OO yTBep»KA€HUH MOPSIKA K CPOKOB
pa3paboOTKU KIMHUYECKUX PEKOMEHJAIUi, WX TIepecMOTpa, THIIOBOW (OPMBI KIMHHYECKUX
pexomMeHAaui U TpeOOBaHUM K UX CTPYKTYpE, COCTaBy U Hay4yHOM 0OOCHOBAHHOCTH BKIIIOUAEMOMU
B KIIMHHYECKHE PEKOMEHAauu nHpopmarmu'.

4. Ilpuxkaz MunzapaBa Poccun ot 13.10.2017 N 804n "OO yTBepkKAE€HUH HOMEHKJIATYpPbI
MEJIUIIUHCKUX YCIyT".

5. IIpuxa3z MunucrepctBa 31paBooxpaHenus Poccuiickoit ®enepaunu (Munsapas Poccun) ot
20 nmexaOpst 2012 r. N 1183n r. MockBa "OO yrBepxkaeHun HomeHKIaTypbl TOJDKHOCTEH
MEIUIIMHCKUX PAOOTHUKOB U (papMalieBTUUECKUX paOOTHHUKOB'".

6. Ilpukaz MuHHCTEpCTBA 37PaBOOXPAHEHUS 1 COLUATILHOTO pa3BuTusi PO ot 16 anpens 2012
r. N 366H "O06 yrBepxkaenuu [lopsiika oka3zaHus neAMaTPUUYECKONH MOMOIITH'".

7. Ilpuxaz3 MunucrepcrBa 3npaBooxpaHeHuss P® "OO yrepxkaenun [lopsnka oxazaHus
MEUIIMHCKON OMOIIIH OOJIbHBIM C BPOKJIEHHBIMH U (MJIM) HACJIEICTBEHHBIMH 3a00JI€BaHUSAMU" OT
15 Hos16ps1 2012 1. N 9171.

8. 'ocymapcTBeHHBINM peecTp JIeKapCTBEHHBIX CpencTB: https://grls.rosminzdrav.ru.

9. IlocranoBnenue [IpaBurensctBa PO ot 29 mapta 2018 r. N 339 "O BHeceHMM U3MEHEHHUI B
[IpaBuia mpu3HaHMS WA MHBAIAIOM".

[Tpunoxenue A3.2

Mexaynapoanas kiaaccupuxanus IIUJ (1UIS), ocHoBaHHasi HAa BBISBJISIEMOM
renetuueckom nedexre [10]

®opwma [TA]] ['eneTndeckuii gedext Tum gacimenoBaHus Kon
MKB-10

BripakeHHoe CHIKEHHE BCeX KIacCOB MMMYHOITIOOYJIMHOB C CYIIECTBEHHBIM CHIKEHHUEM WM
MIPaKTUYECKHU MOJIHBIM OTCYTCTBHEM B-KileTok, araMmmarioOynuHeMust
Hebunur BTK, X-cnemnennas|BTK X-CLerIeHHbIA D80.0
araMMmarjo0yITHMHEeMHUSI
Jedbunur 2 -TSHKEJION LEU IGHM AP D80.0
A5 nedunur IGLL1 AP D80.0
Iga nedummT CDT79A AP D80.0
lgp nedurmT CD79B AP D80.0
BLNK gedumut BLNK AP D80.0
p1006 nedurmT PIK3CD AP D80.0
p85 nedumut PIK3R1 AP D80.0
neuuut dakropa Tpanckpunuuu | TCF3 Al D80.0
E47 TCF3 AP D80.0
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SLC39A7 (ZIP7) nepunur SLC39A7 AP D80.0
Cunapom Hoffman/TOP2B | TOP2B Al D80.0
nepuImT

Bripaxkennoe cHmwkeHue 2-X W 0oJjiee KIACCOB HMMMYHOTJIOOYJIMHOB C HOPMAIbHBIM WIIH
CHIDKEHHBIM KoJruecTBoM B-mumdonnTos (dpenorun OBUH)

OBUH Hewussecten Bapuabenen D83
Cunapom PIK3CDGOF ALl D83
akruuposannoii P100d PIK3R1 Al D83
PTEN (LOF) nedpumur PTEN Al D83
CD19 nedpunut CD19 AP D83
CD81 nedpumut CD81 AP D83
CD20 nedpurnut CD20 AP D83
CD21 nedpunut CD21 AP D83
TACI gedurut TNFRSF13B(TACI) AP i AJ] D83
BAFF penentopa aepuuur TNFRSF13C AP D83
TWEAK nedunur TNFSF12 Al D83
TRNT1 nedunur TRNT1 AP D83
NFKBI1 gedunur NFKB1 Al D83
NFKB2 ngedunur NFKB2 Al D83
IKAROS nedumut IKZF1 Al D83
IRF2BP2 nedunur IRF2BP2 AJl D83
ATP6AP1 nedunur ATP6AP1 X-ClLerIeHHbIA D83
ARHGEF1 nedumur ARHGEF1 AP D83
SH3KBP1 (CIN8S) nedpumur SH3KBP1 X-CLeIIeHHbIA D83
SEC61A1 nedunur SEC61A1 AJl D83
RAC2 nedumur RAC2 AP D83
nebunutT ManHo3wiI-onurocaxapus | MOGS AP D83
rimoko3uaassl (MOGS)

BripaxkenHoe cHmkeHue cblBOpoTouHbIX 1gG 1 IgA mpu HOpMaabHOM/TOBBIILIEHHOM ypoBHE IgM

U HOPMAIbHOM KoJuuecTBe B-knerok, (rumep-IgM cuHapoM ¢ MpeuMyIECTBEHHOM
HEJ0CTAaTOYHOCTHIO CUHTE3a aHTUTEN)

AID nedunur AICDA AP D80.5
UNG gedunur UNG AP D80.5
INO8O0 INO80 AP D80.5
MSH6 MSH6 AP D80.5

Jeduuut u30THNA WM JIETKUX Lened MMMYHOTJIOOYIMHOB WM CHM)KEHHE (DYHKIIMOHAJIBHOM
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aKTUBHOCTH ITPH HOPMAJILHOM KoJIn4ecTBe B-nmumdonnTto

MyTallUh U JeJeUUU TSDKEJbIX | MyTalus nnu | AP D80.8
1ernei UMMYHOTJIOOYJTMHOB XpOMOCOMHAsi  JIeenus

14932
Jedunut kamma-mnenu IGKC AP D80.3
Hedunur moaxmaccos IgG Hewussecten Hewussecten D80.8
Coueranue nedurmuTa IgAc | HeusBecten Hewussecten D80.8
nedumuroM noakiaccos [gG
CenextuBHbIN IgA nedunut Heussecten Hewussecten D80.2
neunuT cnenuduueckux aHtuteln | HemzpecreHn Hewnssecten D80.6
npu HOpPMAaJIbHOM YPOBHE
MMMYHOTIJIOOYJIMHOB u
HOPMaJIbHOM  KOJM4YecTBe  B-
JTUMQOIIUTOB
TpaH3UTOpHAs Heussecten Heussecten D80.7
THITIOTaMMariio0yInHEMHSI
JIETCKOTO BO3pacTa
CARD11 GOF CARD11 AD GOF D80.8
ceNeKTuBHbBIN nedunut [gM HewusBecten Hewnssecren D80.4

[Tpunoxenne A3.3

Bakuunsl, nocrynabie B P® qus nmarnocruku U/ ¢ npenmymecTBeHHOM

HEJI0CTATOYHOCTHIO CHHTe3a anTHTeN [38, 114]

Bakmuna AH”THUTEH KonnuectBo 103 ITukoBbIi

YpOBEHB
aHTUTEN

Baknuaa  gna nmpodwunaktuku | [Tonucaxapuy 1 2-4 genenu

MEHHUHIOKOKKOBOM uHpeKImn

cepotumna A, nmojucaxapuaHas**

Baknuaa  gna npodwunaktuku | bemok 1 2-4 genenu

MEHHUHIOKOKKOBBIX nHpEKIun

ceporpynn A, C, W, Y,

MoJIMcaxapuaHas,

KOHBIOTUPOBaHHA ™ *

AHaTOKCHUH nudTepuitno- | bemox 2-3 "Henmenu

CTOJIOHSYHBIH**
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[Tpunoxxenne A3.4

IIpumep Taprernoii nanean NGS 1j1s1 JMATHOCTHKH NEPBUYHBIX
uMmyHoaepunuTos [47, 48]

ACP5, ACTB, ADA, ADAMTS13, ADAR, AGA, AICDA, AIRE, AK2, ALG13, AMN,
ANK1, ANKRD26, AP3B1, APOL1, ATM, BLM, BLNK, BLOC1S3, BLOC1S6, BRCAZ2, BRIP1,
BTK, C1QA, C10B, C1QC, C1R, C1S, C2, C3, C4A, C4B, C5, C6, C7, C8A, C8B, C9, CARD14,
CARD9, CASP10, CASP8, CCDC103, CCDC39, CCDC40, CD19, CD247, CD27, CD3D, CD3E,
CD3G, CD40, CD40LG, CD46, CD55, CD59, CD79A, CD79B, CD81, CD8A, CDAN1, CEBPA,
CEBPE, CFB, CFD, CFH, CFHR1, CFHR3, CFHRS, CFl, CFP, CHD7, CIITA, CLEC7A,
COLEC11, CORO1A, COX4l2, CR2, CREBBP, CSF3R, CTC1, CTSC, CUBN, CXCR4, CYBA,
CYBB, CYCS, DCLRE1C, DHFR, DKC1, DNAAF1, DNAAF2, DNAAF3, DNAH11, DNAHS5,
DNAI1, DNAI2, DNAL1, DNM2, DNMT3B, DOCKS8, DSG1, DTNBP1, EGLN1, ELANE,
ENTPD1, EPAS1, EPB42, EPOR, ERCC2, ERCCS, F10, F11, F12, F13A1, F2, F5, F8, FADD,
FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF, FANCG, FANCI, FANCL, FAS,
FASLG, FCGR2B, FCGR3A, FCGR3B, FCN3, FERMT3, FGA, FGB, FGF10, FGFR2, FGG,
FOXN1, FOXP3, G6PC, G6PC3, G6PD, GATAL, GATA2, GFI1, GIF, GJC2, GP1BA, GP1BB,
GP9, GTF2H5, HAX1, HBA1, HBA2, HBB, HBD, HFE, HPS1, HPS3, HPS4, HPS5, HPSG6,
HYDIN, ICOS, IFNG, IFNGR1, IFNGR2, IGLL1, IKBKG, IL10, IL10RA, IL10RB, IL12B,
IL12RB1, IL17F, IL17RA, IL1RN, IL2, 1L21, IL21R, IL2RA, IL2RG, IL36RN, IL7R, INSR,
IRAK4, IRF8, ITCH, ITGA2B, ITGB2, ITGB3, ITK, JAK2, JAK3, KLF1, KMT2D, KRAS,
LAMTOR?2, LIG1, LIG4, LPIN2, LRRC6, LRRC8A, LYST, MAGT1, MAN2B1, MANBA,
MASP1, MASP2, MASTL, MBL2, MC2R, MCM4, MEFV, MLPH, MPL, MPO, MRE11A,
MS4A1, MTHFD1, MVK, MYD88, MYH9, MYOS5A, NBN, NCF1, NCF2, NCF4, NCSTN,
NFKBIA, NHEJ1, NHP2, NKX2-5, NLRP12, NLRP3, NMES8, NOD2, NOP10, NRAS, ORAI1,
PALB2, PCCA, PCCB, PDGFRA, PEPD, PIGA, PIK3CD, PIK3R1, PLCG2, PLG, PMM2, PMS2,
PNP, PRF1, PRKDC, PRPS1, PSENEN, PSMBS8, PSTPIP1, PTPN11, PTPRC, PTRF, RAB27A,
RAC2, RAD51C, RAG1, RAG2, RASGRP2, RBM8A, RECQL4, RFX5, RFXANK, RFXAP,
RMRP, RNASEH2A, RNASEH2B, RNASEH2C, RNF168, RPL11, RPL35A, RPL5, RPS10,
RPS17, RPS19, RPS24, RPS26, RPS7, RSPH4A, RSPH9, RUNX1, RUNX2, SAMHD1, SBDS,
SEC23B, SEMAS3E, SERPINC1, SERPINE1, SERPING1, SH2B3, SH2D1A, SH3BP2, SKIV2L,
SLC29A3, SLC35A1, SLC35C1, SLC37A4, SLC39A4, SLC46A1, SLC4A1, SLX4, SMARCAL1,
SP110, SPINKS5, SPTA1, SPTB, SRP72, STAT1, STAT3, STATSB, STIM1, STK4, STX11,
STXBP2, TAP1, TAP2, TAPBP, TAZ, TBK1, TBX1, TCF4, TCIRG1, TCN2, TERC, TERT,
THBD, TICAM1, TINF2, TIRAP, TLR3, TMC6, TMC8, TNFRSF11A, TNFRSF13B,
TNFRSF13C, TNFRSF1A, TNFRSF4, TRAF3, TRAF3IP2, TREX1, TTC37, TYK2, UNC119,
UNC13D, UNC93B1, UNG, USB1, VHL, VPS13B, VWF, WAS, WIPF1, WRAP53, XIAP,
ZAP70, ZBTB24
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[Tpunoxenne A3.5

TpeOoBanus, npeabsiBiasgeMbie BceMupHoOM opranu3anueil 31paBoOXpaHeHHUs U
EBponeiickoii papmakoneeii, FDA k coBpeMeHHbIM Npenaparam
HMMYHOIJIOOY/JIMHA YeJI0BEK HOPMAJIBHOI0

TpeboBaHuA K npoueccy Npou3BoACTBa:

- Hu na osrame ¢paknuonupoBanus, HW Ha (UHAIBHOW CTAagUHM pPacTBOpa B MpOIECC
npou3BojictBa BBUI'™** He nomkHbI 100aBASATHCS aHTUMUKPOOHBIE KOHCEPBAHTHI;

- CrabunsHocth BBUI™** nomkna ObITh JOKa3aHa COOTBETCTBYIOIIMMH HCCIIEIOBAHUIMH BO
BpeMs pa3pabOTKH Mpenapara;

- [Ipenapar He 10JKEH NPOSBIATH TPOMOOTEHHYIO (MPOKOATYISIHTHYIO) aKTUBHOCTD;

- MeToa mpou3BOJCTBA JOJDKEH COJEpXkaThb HECKOJIBKO CTaIuM yJaJIeHUs U MHAKTUBALUU
U3BECTHBIX BO30yauTeneil wuHpekuuii ¢ wnenbpio odecredeHHss OE30MACHOCTH Ipernapara B
OTHOIICHUH Tepelaun HH(peKInH;

- BBUI'™** nomken u3roraBnuBaThes U3 miaazMbl 6osee 1000 moHOpOB;

TpeboBaHus K cogepXkaHUIO Npenapara:

- Yposens pH npemnapara 10mKeH COOTBETCTBOBATH 3asIBJICHHOMY U COCTaBIIATh 4-7,4;

- OcmonsmbHOCTE He MeHee 240 MOCMOIIB/KT;

- YpoBeHb rammariioOyanHoB He MeHee 95%;

- Coneprxanne mumepoB U MoHOMepoB IgG nomkHO ObITh HE MeHee 90% 001Iero coaepkanms
19G;

- pacnpenenenune mnoaknacco IgG BBUI'™** nmomxHO OBITH yKa3aHO W COOTBETCTBOBATh
(hM3HO0JIOTHYECKOMY;

- Cozieprkanue arperatoB J0JDKHO ObITh He Oosiee 3% obiero conepxkanus [gG;

- Tutp anTn-A/B B30TeMarriItOTHHUHOB JOJKEH ObITh MeHee 1:64;

- Coneprxanue IgA n0mKHO OBITH YKa3aHO U ObITh HE OOJIbILE 3asIBIIEHHOTO;

- AKTHBaTOp NPEeKAUIMKPEHHA JTOJDKEH ObITh He Oosiee 35 ME/mur;

- AHTUKOMIUJIEMEHTAapHAasi AaKTHUBHOCTb: CBfA3bIBaHWE KoMIuleMeHTa He Oosee 50% (1
remosiutraeckas eauauiia CHS50 Ha 1 Mr uMmyHOTIIO0YIHMHA);

- [Ipenapar nomkeH uMeTh GYHKIMOHAIBHO HENMOBpexkAeHHbIN Fe-pparmeHnr;

- Ilpenapar nomKkeH coaep:kaTh MUHUMYM 2 THUIA aHTUTEN (K BUpycaM M OakTepusM) -, AJs
KOTOPBIX MMEIOTCS MEXIYHAPOJIHBbIE JTAIOHBI, KOHIIEHTpAlMs aHTUTEN N0JbKHA ObITh B 3 pasa
BBILIE, YEM B UCXOJHOM ITyJI€ I1JIa3MBbl;

- llpemapara He pgomkeH coxaepxkarb: HBsAg, antutena k Bupycy BUY (Bupyc
MMMYHOJIeUIINTA YeIOBeKa), aHTUTeNa K BUpycy remnarura C;

- CTepuIbHOCTh B OTHOILICHUU OAKTEpUi;

- Antutena k HBsAg — ve menee 0,5 ME Ha 1 r uMMyHOTI00Yy/IHMHA;

- YpoBeHb 3HJIOTOKCHHOB J0JDKEH ObITh He Oonee 5 ME/mn mis 5%-Xx mpenapatoB, U He
oonee 10 ME/Mi st npernapaToB ¢ conepkanuem oenka 5-10%. [55, 63-66]
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IIpunoxenue b

AJITOPUTMBI 1eHCTBUI Bpa4ya

[Tpunoxxenue b.1

Aaroput™m auartoctuku 1AL ¢ nepekToOM rymMopaibHOro 38€Ha HMMYHHUTETA

Hudekunonnele 3aGoiaeBatis {PELUILTHEHPY IOMIHE H TAXKEIRIe DaKTepHalBHbIE)

il

IgA, 1gG, IgM, B K1eTKH B HOpME B JIBYX ITOBTOPHBIX H3MepeHHAX

|

Ouennrs T-KIeTOUHOE 3BEHO HMMVYHITETA

|

EcTh Mpr3HakH
rayBokoro Hapy uieHHsa T-
KIeTOYHOTO 3BeHA?

TKHMH/KHH J

Bce wiaaccerr MI B

npene;Iax HopMbi?
oa
Aa
F
l HCcKTIOMITE JeHLIHT ] OUeHITE CIMTOCOOHOCTE GOPMIPORATE
noaxaaccos leG MoCTBAKLHHATEHHEIT HMMYHHBIN 0TBeT
HA BAKIHHALIIID

ApYIIEHA <MTOCOGHOCTE GOpMIIPOBATE
MOCTBAKITHHATEHBI HMMYHHBIIT OTBeT
HA IO IHCAXAPHAHY IO BAKLWIHY 2

JIHHAMITISCKOS
HaGaKaeHIIe

ApyIIeHA CrIOCOGHOCTE (hOPMHPORATE
MOCTBAKLIIHATBHBI IMMYHHEI{T OTBET
HA §eIKOBYED ILTH KOHBIOTHPOBAHHY IO

Apyroi [T

Het l

[ HapytueHiie cHHTe3a CHehirIeckHil anTHTen ]
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IIpunoxenue B
Nupopmanus g naumeHTa

[lepBuunbii ummynonepunur (IIM) npeacraBaser coOON BpOKJIEHHBIE HapyLICHUS
MMMYHHOW CHCTEMBI. 3a00JI€BaHUE MPHBOJUT K PA3BUTHIO TSDKENIBIX XPOHUYECKUX WHGEKIHUi, a
TaKK€ K ayTOUMMYHHOMY M BOCHAJIUTEIILHOMY IOPaKEHUIO OpraHoB U TKaHed. Ha ceronHsuiHuii
JICHb BBISIBJICHO MHOTO pa3HbIX Gopm [11]], camoii pacnpoctpaneHHOi dopmoii (0COOCHHO cpeau
B3pocinbix) asisgercsa [IN]] ¢ HapymieHneM cuHTe3a aHTHUTEN, CpeAu KOTOPBIX OCHOBHOE 3HAu€HUE
uMeeTr oOmas BapuabenbHas MMMyHHas HepoctatouyHocTh (OBUH). B ocHoBe pasButus stux
3a00JIeBaHUM JIEXKUT HECTIOCOOHOCTh MMMYHHOM crcTeMbl (hopMHUpOBaTh aHTUTENA. AHTUTENA (WK
MMMYHOIJIOOYJIMHBI) 3TO 0coOble O€nKH, KOTOpble MPOIYLUPYIOTCS OPraHu3MOM B OTBET Ha
KOHTAaKT C YyXEepOJHbIMU areHTamu (MH@exuusmMu). IIpoTB Kakaoro MHPEKIUOHHOTO areHra, ¢
KOTOPbIM  BCTpEYAaeTCs 4YeJOBEK, CHHTE3UpPYETCd OCOOBIi HMMMYHOIJIOOYJIHH, TO3TOMY
pazHooOpa3ue uX OYEHb BEITUKO.

EcTb 4 OCHOBHBIX THIIa IMMYHOTJIOOYJIMHOB:

- Ummynornobynun G (IgG) — sBnsercs caMbiM cHelM(PUUHBIM M UMEET CaMO€ BBICOKOE
CPOACTBO K BO30yauTeNsiM HHPEKIUH. OTOT MMMYHOIJIOOYJIWH COCTaBJIsIEeT OCHOBHYIO 4YacTb
AHTHUTEN TUIa3Mbl 3J0POBOTO 4esioBeka. MIMEHHO 3TOT MMMYHOTJIOOYIMH UIPaeT OCHOBHYIO POJIb B
3alUTEe OPraHu3Ma OT UH(EKIIMOHHBIX areHTOB.

- UmmynornoOynun A (IgA) — urpaer kiitoueByro pojb B MECTHOM UMMyHUTeTe. Berpedaercs
B KPOBH, CIIIOHE, Cie3ax.

- Immynornmo6ynua M (IgM) — urpaet oCHOBHYIO POJIb TIPU MEPBOM BCTpeue ¢ HHPEKIHEH, B
OoNbIICH CTENEHH CUHTE3UPYIOTCS HAa PaHHHMX JTarnax UMMYHHOIO OTBETa, MEHee crienupHuyueH U
MeHee Y dextuBeH B cpaBHenuu ¢ [gG. Mmeer Gonee KOpoTKUiA epro 1 rmorypacmana, yem IgG

- Ummynorno6ymua E (IgE) — urpaer ponas B GpopMHUpPOBaHWHU ajUIEPrHUECKUX pPEaKINH, a
TaKKe B 3allIUTE OT Mapa3uTapHbIX BO30yauTeneid. Ero ypoBeHs B HOpME OYCHb HU3KHIA.

VY mamumenToB ¢ OBUH 3naunTenbHo cHkeH ypoBHU [gG u IgA (MHOTIA BIUIOTH JI0 TTOJTHOTO
OTCYTCTBMSI), TaKKe MOXET ObITh CHIKEH ypoBeHb IgM. D10 mNpUBOAMT K HOBBILICHHON
IPEIPACIIOTIOKEHHOCTU K HHPEKIUSAM.

MpuynHbI pa3BuTUsA 3aboneBaHus

B GonpIMHCTBE CilydaeB BBISBUTH NMPUYUHY pa3BUTHUS 3a00jeBaHUS HE yhaercs. TOJbKO y
HEOOJBIIOrO YHCla TMAIUMEHTOB YIAeTCs BBIIBUTH MyTaluio ("TeHEeTHYECKYI IMOJIOMKY"),
OTBETCTBEHHYIO 32 pa3BUTHE 3a00sieBaHusA. Takke OueHb PEKO B CEMbE €CTh TOT, KTO emie 0oJieH
OBUH wunu npyrumu ¢popmamu [11]J]. OBUH B paBHO# cTeneHH CTPaalOT MYXYHHBI U KCHIIHHBI.

Cumntombl OBUH

Bonpeku pacnpoctpaHeHHOMY 3a01yKI€HUIO MepBble cuMnToMbl 3a0oneBanus OBMH moryt
MOSIBUTHCS HE TOJIBKO B JIETCKOM, HO U BO B3pPOCJIOM U JIaXe TMOKHIJIOM BO3PACTe.

Knuauueckue mposiBieHUst 3a0oieBaHus oOueHb BapuabenbHbl. HaunOonee THUNHUYHBIE
kauHuYeckre nposisaeHns OBHUH — 3To uH(eKkunn BEepXHUX W HIDKHUX JAbIXaTeJIbHBIX MyTeH, a
takxke JIOP-opraHoB: OTUTBI, TOH3WIJIUTHI, PUHUTBI, CHHYCHUTBI, JJAPUHTUTHI, TPAXEUThI, OPOHXUTHI,
nHeBMOHMHM. Ha cregyromem Mecte MO YacToTe HAaXOJATCs HH(MEKIUOHHBIE 3a00JIeBaHUS
xemynouHo-kumeyHoro tpakta (KKT). Taxke B KIMHUYECKON KapTHHE MOTYT MPUCYTCTBOBATH
KOXKHble HMH(EKIMH, HHOEKUUOHHbIE AapTPUTBl M JApyrue HHQPEKIHOHHbIE IPOSBICHHUS.
XapaKkTepHbIMH OCOOCHHOCTSAMU 3THX MH(EKUUH ABISETCS 3aTSHKHOE TEUEHHUE, YacThle PEeIUIUBHI,
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OTCYTCTBHE OXuaaemoro »3Qdekra OT mnpuemMa CTaHAAPTHBIX KypCOB AHTUOMOTHKOB TIpU
OTCYTCTBHH TpeApacroyiararomux (GakTopoB Uil pa3BUTUS TaKUX MPOSBICHUN (Hampumep,
KYPEHUS, TAKENBIX YCIOBUHM TPYJIa).

[Momumo nH(pekIuit MOTYT OBITh U HEMH(DEKIIMOHHBIE MTPOSBICHUS:

- YBenuueHue B pazmepax JuM(aTudeckux y3JioB, CEJIE3EHKH, I€YEHU;

- Bocnanenue neroyHoil TkaHW HEMH(EKLMOHHON MPUPOAbl — UHTEPCTULIMAIbHAS JIETOYHAs
6one3us (MJIB);

- Hexa3eo3Hnble TpaHyleMbl (BOCHATUTEIbHBIE Y3€IKHM HEHMH(EKIMOHHOTO XapakTepa) B
JIETKUX, JTUM(PATUYECKUX Y3/1aX, CEJIe3€HKE. DTHU I'paHyJeMbl OYE€Hb MOXO0KM Ha TpaHylIE€Mbl IpU
CapKOU03€;

- YacTelil KUAKUHI CcTyd — 1uapes, K KOTOpPO MPUBOIUT HE TOJIBKO HaIM4Yue MH(EKIIMOHHBIX
BO30OyauTeNnel, HO U pa3iuyHble HEUH(PEKUNOHHbIE (BOCHAIMUTEIbHBIE U ayTOMMMYHHBIE)
IIPOLIECCHI;

- CHwkeHHEe YypOBHS OJHOIO WM HECKOJbKHMX IIOKa3aTeneil oOliero asanauza KpOBU
(3pUTPOLUTOB, TPOMOOLUTOB, HEUTPO(UIOB): HMMMYHHass TPOMOOIMTOINEHUS, AYTOUMMYHHas
reMOJIUTHYECKas aHEMUSI, peXKe HEUTPOIIEHUS;

- 3nokadyecTBeHHble HOBOOOpa3zoBaHus. [lanuents! ¢ [IM]] ¢ HapyiieHneM cCUHTE3a aHTHTEN
MMEIOT TMOBBIIIEHHBIM PUCK PAa3BUTHUS 3JI0KAUECTBEHHBIX HOBOOOpa30BaHUN, OCOOEHHO JTUM(OM.
[Ipu 3TOM purck pa3BUTHUS TUM(POMBI CYIIECTBEHHO YBEIMYUBAETCS C BO3PACTOM MAallUEHTA.

MocTaHOBKa gnarHo3a

Huarno3 II1]] ¢ HapymieHHeM CHHTE3a aHTUTEJ YCTAaHABJIMBAETCS HA OCHOBAHWM JTAHHBIX
HUCTOpHUH O0JIE3HU, OCMOTpPA U JIAHHBIX JIA0OPATOPHOTO 0OCIIeI0BAHUSI.

[Ipu nono3penun Ha [I1]] ¢ HapylleHMEM CHHTE3a aHTUTEN B MEPBYIO OYEPEAb MPOBOAUTCS
oneHka ypoBHei IgA, 1gG, IgM. [lonyyeHHble TTOKa3aTeNn CPAaBHUBAIOT C BO3PACTHBIMU HOPMaMH.
JIsi TOCTaHOBKM JuarHo3a HEOOXOJWMO BBISIBHTH 3HauuTeNbHOE CHIDkKeHHe IgA, IgG mpu
JIBYKPAaTHOM HU3MEPEHHH.

Ha cnepyromiem stamne UCKITIOYarOTCs pa3HOOOpa3Hble MPUYHHbBI, KOTOPhIE MOTJIM IPUBECTH K
CHIDKEHHMIO OSTHUX KJIACCOB HMMYHOIVIOOYIMHOB (TpUeM MpenaparoB, HaTU4YHEe HEKOTOPBIX
3a00JIeBaHUIA, B TOM 4HMClIe 3a00JIeBaHUM, COMPOBOXKAAIOMIUXCS MOTepel Oellka, OHKOJIOTHYECKUX
3aboneBannii, BWY). Ecim Bce NpUYMHBI HCKIIOYEHBI, IPOBOAUTCS J000OCIEIOBaHUE IS
OKOHYATEJIbHOM MOCTAaHOBKH JMAarHo3a (ero o0bem OnpeesiseTcs JeyaliM BpadoM).

JleyeHue

B ocnose neuenus OBUH nexut 3amectutenbHas Tepanusi UMMYHOTJIO0YJIMHOM 4YeJIOBeKa
HopMaiibHBIM (M), ocHOBHOI 3aaueil KOTOPOH SIBJIIETCSI BOCIIOJIHEHHE Hel0CTaTKa COOCTBEHHBIX
IgG y nmauuenToB. OTa Tepanus Mo3BOJIAET NPUOIU3UTh KaYeCTBO U IPOJIOJDKUTEIBHOCTD JKU3HU
MalUEeHTa K JIMLAM 3J0pOBOM HOIMYJISALHUH.

NI" — 370 IpOoAyKT KpOBH, NPEUMYILECTBEHHO cocTosmuii n3 I1gG, nomydaeMblid U3 Maa3Mel
OO0JIBIIOrO YHCIAa 3I0POBBIX JOHOPOB. JTO olecreunBaeT paszHooOpasue WIT m 3ammury oT
00JIBIIMHCTBA UH(EKINHI, KOTOpbIE MOTEHIMATBHO MOKHO BCTPETUTh B 00BbIYHOM skn3HU. [ToaToMy
tepanusa WI' mpuBoaur K TOMy, 4TO naunueHt, crpagaromui IIMJI, nmepecraer 4acto M TsKEIO
00JeTh.

UI' moryr ObITh mpenHa3zHaueHbl a1 BHyrpuBeHHoro (BBUI') u moakoxknoro (ITKHUI)
BBeZcHUA. [lo3y mpemapara ompenenser JieyallMii Bpad, UCXOJd M3 Beca IIAllMEHTa, a TaKKe
TSHKECTH KIIMHUYECKUX MposiBieHui. [lo3a He 1o/pkHa ObITh MeHbIe, yeM 0.4 r/Kr Beca.

MIMMyHOTTO0YTMHBI [T BHYTPUBEHHOTO BBE/IEHUSI, Kak MpaBmiio, BBOAAT | pa3 B 3-4 Henenu,
a Juid nojkoxxHoro — 1 pa3 B 1-2 Hegenu. IIpomycku Tepanuu W yJUIMHEHUE MHTEPBAIOB MEKIY
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BBEJICHUSIMU KpaliHE HEXeJlaTeNbHbI, TaK KaK IIpernapar BbIBOJUTCS U3 OpraHu3Ma B CPEIHEM uepe3
21 nenb. Ecnu BBemeHue mpemnapaTa ObLIO MPOMYIIEHO, ClexyeT OOCYIMTh C JIeHalluM BpayoM
yBEJIMYEHHUE 1036l BBOAUMOTO HMMYHOTJIO0Y/IMHA. PerieHre npuHuMaeTcst ¢ yaeToM JUIUTEIbHOCTH
nepepbIBa, COCTOSIHMA TNanueHTa, ypoBHS mnperpaHcdysuonnoro IgG (yposennr IgG mepen
BBEJCHUEM IIpernapara).

MHoroe 3aBUCHUT OT CBOEBPEMEHHOCTH Ha3HAYEHMs Tepanuu (HAuMHATh TEPANUI0 CIEAYEeT
cpa3y mocjie TIOCTaHOBKU AuarHo3a). OT MOMEHTa Hauyajaa CHMIITOMOB JI0 MOMEHTa MOCTaHOBKHU
JMarHo3a 4acTo MPOXOJAT ToJbl U Jaxke aecsatuieTus. HekoHTponupyemble HH(pEKINH 10 Hadaia
MpaBUWJIBHOM Tepanuu MPUBOAAT K HEOOpaTUMbIM H3MEHEHUSM B oOpraHax (Hampumep,
OpoHXO3KTa3aM — nedopMaiui OpPOHXOB C 00pa3OBaHWEM pPACIIUPCHHN, B KOTOPBIX MOCTOSHHO
MIPUCYTCTBYET OakTepuanbHas (Iiopa, Tak KaK YAAJUTh MOKPOTY M3 ATHX IOJOCTEH MOJIHOCTHIO
MPaKTHYECKH HEBO3MOXKHO).

Tak xak Hambonee yactble KiInHUYeckue nposisienus [IN]] ¢ HapyiieHrneM cuHTe3a aHTUTEN
— 3T0 MH(EKINOHHbIE 3a00J1€BaHMs, JOBOJIbHO YacTO TpeOyeTcsl Ha3HaueHHE aHTHOAaKTepHaIbHbIX
npenapatoB. HyXHO y4MTBIBaTh, 4YTO TPOBEACHHE CTaHAAPTHBIX KYpCOB Kak IpaBUIIO
HEJI0OCTAaTOYHO, TTO3TOMY aHTHOMOTHKY Ha3HAYAIOTCs O0JIee JUIMTEbHBIM Kypcamu, yeM 00biuHO. B
HEKOTOPBIX CIy4asX aHTHOAKTepUaTbHYIO TEPANUIO Bpay MOKET Ha3HAYUTH Ha JUIUTEIbHOE BpeMS:
MeECSIBI U JJaKe TObI.

Taxxe mpu HadMYMU BOCHAIUTENBHBIX W/WIM ayTOMMMYHHBIX OCJIOKHEHUH MOKET ObITh
Ha3HaYeHa UMMYHOCYIIpeCCUBHas Tepanus. J[aHHBIM BUJA JIEUEHUS MOXKET OBITh NMPOBEAEH TOJBKO
M0/ KOHTPOJIEM JIeUallero Bpaya U IpU yCIOBUH MPOJIOJIKAIOIIeHCsS aleKBaTHOM 3aMECTUTENBHOMN
Tepanuu (IpU HEOOXOJUMOCTH J03a W/WJIM 4YacTOTa BBEJEHUS MMMYHOTJIOOYIMHOB MOXKET OBITh
YBEITUYCHA).

BakunHauun

Pexomenayercs. B Hacrosmiee Bpems, BceM mnamueHtam ¢ [IMJ] ¢ HapymieHnem cuHTE3a
aHTHUTEN PEKOMEHYEeTCsl BaKIMHAIUS MPOTUB BHpYyca TpUIMIa (eKeroaHas), IpoTHUB reMoPHIbHOMN
MaJ0YyKy, MPOTHB MHEBMOKOKKa. HecMoTpsi Ha To, TO pazHOOOpa3re aHTUTEN NPOTUB MH(pEKIHil B
npenapatax U Benuko, JaHHbIE MpemapaThl HE COJEpPKaT 3alllUTHBIX AHTUTEN NMPOTHUB BUpYca
TpUIINA, IITaMMbl KOTOPOrO MEHSIOTCA M3 roja B roa. KpoMme Toro, B HUX HE cCOJepKaTcs
3alllUTHBIE AHTUTENIa B JIOCTATOYHOM KOJIMYECTBE MPOTHB TaKUX HHGMEKIHH Kak remModuibHas
najoyka WM MHEBMOKOKK. Ilpu 3ToM MMeHHO 3TH MHGEKUUU MOTYT MPHUBECTH K Pa3BUTHIO
KU3ZHEYTPOKAIOUINX OCIIOKHEHUH Y MalleHTa.

BaxkHo BakIMHUPOBATH OKPY)KEHHE MAIllMEHTa I MUHUMH3AIMH BO3MO>KHOTO KOHTaKTa C
MHEKIUIMH.

3anpeieHo. Mcnoyib30BaHue )KUBBIX BAKIIMH TPOTUBOIIOKA3aHO.

Ha6nropeHue y Bpauya 1 MOHMTOPUHT Nocrie NOCTaHOBKU AMarHo3a

[TanmeHTsl, Mony4aromue 3aMeCcTUTEIbHYI0 UMMyHOTepanuio BBUI', mpuxonsat Ha npueM k
Bpady Iepel BBEICHHMEM Ipernapara Uil 3aMECTUTENIBHOM Tepanuu, To ecTh | pa3 B 21-28 nHeil.
Crnenyer cooOIIUTh Bpayy O JHOOBIX M3MEHEHHUSX COCTOSHHS, YTOOBl HE NMPOMYCTHTh pPa3BUTHE
OCJIOKHEHUH 3a0051€BaHus, TPEOYIOIMIMX KOPPEKLIUH.

OBWH n cembs

- Ecnin u3BecteH renetudeckuil nedekT, KOTOpbld npusen K pazutuio [1M]1, HeoOxoaumo
o0cIieZ10BaTh BCeX POJCTBEHHUKOB HAa HAIMYKE ATOTO JIeeKTa.
- BaxHOo BakuMHHpOBaTh OKpy:keHHe manueHta ¢ IIM]] ¢ HapymieHueM cuUHTe3a aHTUTEN B
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cooTBeTCTBUM ¢ HanuoHanpHpIM KajeHAapeM (C 1LEJbl0 BaKIUHALMHU IPEINOYTUTEIBHO
HCI0JIb30BAaTh NMHAKTUBUPOBAHHBIE BaKI[MHBI)

- OBUH nHacnemyeTcst O4eHb PeIKo, IOATOMY PUCK POXKICHUS OOJIHHOTO peOeHKA HEBEIHK.

- Huarno3 OBUH y XeHIIMH He SBISETCA NPOTUBONOKA3aHUEM K OepeMeHHOCTH. Jlns
MUHUMH3AIHAN PUCKOB JUI MaTePH | TUI0/1a HEOOXOIMMO:

- IlpoBeneHue anekBaTHOW 3aMECTUTEIbHOM (B JOCTaTOYHOM J103€ U C JIOCTATOHYHOM
4acTOTOM) Teparuu.

- KonTpoas ocnosxHeHuit 3a001eBaHMs.

Bo Bpemsi GepeMEHHOCTH 7032 M YacTOTa BBEACHUS Ipernapara JOJKHBI KOPPEKTHPOBATHCS
JIeYalIuM BpayoM MCXO0/JI U3 MOTPEOHOCTEHN U COCTOSHUS NAlMEeHTKH (Habop Beca).

[Tpunoxxenue I'1-I'N

IIIkaabl OLEHKH, BOIIPOCHUKH U APYIrHe OLeHOYHbIe HHCTPYMEHThI
COCTOSIHUS MALMEHTA, NPUBE/ICHHbIC B KIMHUYECKUX PEKOMEeHIAM X

He paspaboTtansr

Hogeie, nuznannsie B 2020-2022 rr. u odunuansHo yrBepkaéHHbIe Mun3apaBoM PO,
KIIMHUYECKHe peKOMEeHAalnU (pyKOBOJICTBA, MPOTOKOJIbI JICUEHHS) — HA HAILIEM caifTe.
WNHTepHeT-ceplIKa:
http://disuria.ru/load/zakonodatelstvo/klinicheskie_rekomendacii_protokoly_lechenija/54.

Ecau re-To keM-To TaHHBIN JOKYMEHT ObLI paHee pacreuartaH, JaHHoe m3o0paxenue QR-koma
MIOMOJKET BaM OBICTPO MEPEHTH 1O CChUIKE ¢ OyMaXKHOM KOTIMU — B HEM HAXOJIUTCS dTa CChLIKA.
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3apeructpupoBaHo B MuHtocte Poccum 13 nrons 2022 r. N 69251

MUHUCTEPCTBO 3APABOOXPAHEHUA POCCUACKOW ®EOQEPALINU

MPUKA3
ot 21 anpens 2022 r. N 274H

OB YTBEPXOEHWUU NOPAOKA
OKA3AHUA MEOULIMHCKOW NOMOLLU NALMEHTAM C BPOXOEHHbIMU
n (Mnn) HACNEACTBEHHbIMU 3ABOJIEBAHUAMU

B cootBeTcTBUM € NyHKTOM 2 Yactu 1 ctatbn 37 PegepanbHoro 3akoHa oT 21 Hosi6psa 2011 r. N 323-93
"O6 ocHoBax oxpaHbl 300poBbs rpaxaaH B Poccuickon ®epepaumun” (CobpaHune 3akoHogaTensctBa Poccuickom
®epepaummn, 2011, N 48, ct. 6724; 2018, N 53, ct. 8415) u nognyHktom 5.2.17 nyHkta 5 [NonoxeHnsa o
MwuHucTepcTBe 3apaBooxpaHeHus Poccuiickon ®egepaunn, yTBEPXKOEHHOro noctaHoBreHnem [NpaButenscrea
Poccuiickon ®epepaumm ot 19 moHs 2012 r. N 608 (CobpaHue 3akoHogaTenbcTBa Poccuickon degepaumn,
2012, N 26, cT. 3526), npuka3sbiBato:

1. YtBepauTtb [lopsgok okasaHMA MeAUUMHCKOW MOMOLLM NauMeHTaM C  BpPOXAEHHbIMU U (1nn)
HacneACTBEHHbIMU 3a60NeBaHUSIMM COTNacHO NMPUITOXEHUIO.

2. MpusHaTb yTpaTUBLLUMMM CUIY:

npukasd MuHucTepcTBa 3apaBooxpaHeHust Poccuiickon depgepaumm ot 15 Hosidbpa 2012 r. N 9171 "O6
yTBepxaeHun MNopsigka okazaHus MeOMLUHCKON MOMOLUM OOMbHbIM C BPOXAEHHLIMU U (MNN) HAacNeACTBEHHbIMU
3aboneBaHnamn” (3apernctpuposaH MuHuctepcTBoMm tocTuumm Poccuiickon Pepepaumm 21 gekabpsa 2012 r.,
permctpaunoHHbin N 26301);

NYHKT 25 W3MEHEeHW, KOTOopble BHOCATCS B OTAENbHble MNpukasbl MuHMCTEpPCTBa 30paBOOXPAHEHUST U
coumanbHoro passutua Poccunckon ®epgepaumm n MuHmnctepctBa 3gpaBooxpaHeHuss Poccuiickon ®epepauun,
yTBEPXAAKOLWMNE MNOPSAOKA OKa3aHUA MEeOMLMHCKOM MNOMOLK, YTBEPXOEHHbIX npukas3om MuHucTepcTBa
3apaBooxpaHeHusa Poccuinckon ®egepaummn ot 21 cespansg 2020 r. N 1141 (3apernctpmpoBaH MUHUCTEPCTBOM
toctuummn Poccuiickon ®epepanmm 28 uonsa 2020 r., pernctpaumoHHbin N 59083).

3. Hactosiwun npukas BcTynaet B cuny ¢ 31 gekabpsi 2022 r.

MuHucTp
M.A.MYPALLKO

MpunoxeHue

K npukady MyHucTepcTBa 34paBOOXpPaHEHMS
Poccuiickon denepaunn

ot 21 anpena 2022 r. N 274H

NnoPAAOK
OKA3AHUSA MEOULIMHCKOM MOMOLLIU NMALMEHTAM C BPOXAEHHbIMU
n (unn) HACNEACTBEHHbIMU 3ABONNIEBAHUAMU

1. OkasaHve MeOMUMHCKOW MOMOLWM naumeHTam C BPOXOEHHbIMWU M (UNK) HacneACTBEHHbLIMU
3aboneBaHVAMKU (Oanee - MeauLMHCKas MOMOLLb) OCYLLIEeCTBRSAETCA MEAMLUMHCKMMU U UHBIMU OpraHuM3auusMm
rocyfapCTBEHHOW, MyHMUMNANbHOM W 4YacTHOM CUCTEM 3[4paBOOXPAHEHUs, WUMELMMU JIULEH3NIO Ha
OCYLLIeCTBMEeHNe MeaULMHCKON AesATeNbHOCTH, NpeayCcMaTpmBaloLLyto BbiNorHeHe paboT (ycnyr) no reHeTuke u



nabopaTopHON reHeTuKe.
2. MeguumHckas MOMOLLb OKa3bliBaeTCsi B BUAE:
1) nepBMYHOM MeaNKO-CaHUTaPHOM NOMOLLN;
2) cneunanuanpoBaHHOM, B TOM YNCIE€ BbICOKOTEXHOTOTMYHOW, MEANLIMHCKON NMOMOLLN.
3. MeauvumMHcKas NOMOLLb OKa3biBAeTCS B CNEAYIOLLMX YCIOBUSIX:

1) amGynaTopHO (B yCnoBusiX, HE npedycMaTpuBaloWMX KPYrfocyTOYHOE MeguuuMHCKoe HabnogeHue u
neyeHue);

2) B OHEBHOM cTauuoHape (B yCroBusiX, NpegycmaTpyBalowyx MeauuuHckoe HabriogeHne u nedyeHune B
AHEBHOE BpeMsi, He TPebyIoLLMX KPYrOCYyTOYHOrO MEAMUMHCKOrO HabroAeHns 1 niedYeHust);

3) cTaumnoHapHo (B ycrnoBusix, 06ecnevnBatoLLmx KpyrinocyTo4YHoe MeaMLMHCKOe HabnogeHNe 1 neveHune).
4. MegunumHcKasa NOMOLLb OKasblBaeTCs B cnefyowmnx dopmax:

1) QKCTpEeHHasn (OKaSbIBaeMaH npn BHe3alnHbIX OCTPbIX 3aboneBaHnNsIX, COCTOSHUSIX, O6OCTpeHI/II/I
XPOHNYECKUX 3aboneBaHui, npeacTaBnAWNX Yyrpody XU3HU l'IaLI,VIeHTa);

2) HeoTnoxHas (okasblBaemasd Mpu BHe3amnHbIX OCTPbIX 3aboneBaHusX, COCTOAHMAX, 06OCTpeHun
XpOoHU4yecknx 3aboneBaHun, 6e3 SBHbIX NPW3HAKOB Yrpo3bl XW3HWU MNauuMeHTa, He TPebyLwmux 3SKCTPEeHHON
MeaMWLMHCKON NOMOLLN);

3) nnaHoBas (okasbiBaeMasi NMpu MpoBeAeHUN MPOMUNAKTUYECKUX MEPONpPUATUA Npu 3aboneBaHusiX U
COCTOSIHUSAIX, HE COMPOBOXAAIOLUMXCS YrPO30M XU3HU MaumeHTa, He TPebyroWwmnx 3KCTPEHHON W HEOTIIOXKHOW
MELMUMHCKOM MOMOLLM, OTCpPOYKa OKa3aHWsi KOTOPOW Ha onpedeneHHoe Bpemsi He MoBreveTr 3a cobol
YXY[LLIEHNE COCTOSIHUSA MaLMEHTa, Yrpo3y ero XU3HW U 300POBLI0).

5. MeguumHckas MOMOLLb OCYLLECTBNSAETCA Ha OCHOBE KIUHUYECKUX peKoMeHdauuin U c y4eToMm
CTaHOapToOB MEAMLMHCKOW nomoLm <1>.

<1> Yactb 1 crtatbn 37 depepanbHoro 3akoHa oT 21 Hoa6psa 2011 r. N 323-d3 "O6 ocHoBax oxpaHbl
340poBbs rpaxaaH B Poccuiickon deagepaummn” (CobpaHme 3akoHoaatensctea Poccunckon ®epepauun, 2011, N
48, cT. 6724; 2018, N 53, cT. 8415) (nanee - PegepanbHbii 3akoH N 323-03).

6. MeguumHckme opraHunsaumu, okasbiBavwe MmeanuymHCKyo NoMoLLb, OENATCA Ha TPpU rpynnbl.

MMepBas rpynna - MeauUMHCKME oOpraHuv3auuy, MMelowme B CBOEN CTPYKType MeOUuKO-reHeTuyeckme
KOHCynbTaumMm (LeHTp), obecneumBaloLimMe BbIMNONIHEHWE LMTOTEHETUYECKUX WCCMedoBaHMM Anst  OOHOM
MEOULMHCKON OpraHv3aummM U COOTBETCTBYLWME TpeboBaHWSIM, NPeLYCMOTPEHHBIM NyHkTamn 7 1 11 MNpaBun
opraHu3aumm OeATenbHOCTM MELMKO-TEHETUYECKOW KOHCYNbTauun (LEHTpa), U3MOXEHHbIX B npunoxeHun N 1 K
HacToswemy Nopsaaky.

Btopasa rpynna - MeguuMHCKME oOpraHu3auuu, MMEWMe B CBOEN CTPYKTYpe MeAUKO-TEHETUYECKYHO
KOHCcynbTaumio (ueHTp), obecneunBaloliye BbINOMHEHWE LIMTOreHeTUYeCcKUX MWCCreaoBaHUi, npeHaTanbHbI
CKPVHWHF, HEeOHaTarbHbIi CKPUHWHI Ha BPOXAEHHble W (Mnun) HacrneacTBeHHble 3aboneBaHus, CeneKTUBHbLIN
CKPVHWHI Ha HacneacTBeHHble 3abonesBaHus obmeHa BeLEeCTB ANS HECKONMbKUX MeOMUMHCKMX OpraHu3auui u
cooTBeTCTBYyOWMNE TpeboBaHMAM, NPeayCcMOTPEHHbIM nyHkTamn 8 n 12 lNpaBun opraHusaumMm gesTenbHOCTU
MeOUKO-reHEeTUYECKON KOHCYMbTaumu (LeHTpa), U3noxeHHbIx B npunoxeHnn N 1 k HacToswemy MNopsagky.

Tpetba A rpynna - MeguUMHCKME OpraHv3auuv, MMEIOLLME B CBOEWN CTPYKTYpe MeOUKO-TeHEeTUYECKYHo
KOHCYNbTauuto  (UeHTp), obecneuynBaloliMe UUTOrEHETUYECKME WCCNEedoBaHWsl, MpeHaTarnbHbIi  CKPUHUHT,
HeoHaTasbHbIA CKPUHWHI Ha BPOXAEHHble W HacreacTBeHHble 3ab0neBaHWusi, CEneKTUBHBIA CKPUHWHT  Ha
HacnefcTBeHHble 3aboneBaHnsi OOMeHa BELLECTB, PacCLUMPEHHbIN HeOHaTanbHbIA CKPUHWHE Ha BPOXAEHHbIE U



(nn) HacnencTBeHHble 3aboneBaHUsl, MONEKYNSIPHO-TEHETUYECKNE UCCIENOBaHUS NPU 4acTo BCTPEYaoLLMXCS
dopmax HacneacTBEHHOW MNaToNorMM AN HECKOMbKUX MEOMUUHCKMX OpraHu3auuMim WM COOTBETCTBYHOLLUE
TpeboBaHWsIM, NpegyCMOTPEHHBIM NyHKTamun 9 1 13 MNpaBun opraHu3auumn AeaTenbHOCTU MeOUKO-TeHETUYECKON
KOHCyrMbTaumm (LeHTpa), n3noxeHHbIX B npunoxeHun N 1 k HacToswemy MNopsaky.

Tpetbss B rpynna - MeguUMHCKME OpraHmM3auun, MoABEAOMCTBEHHblE beneparnbHbiM — OpraHam
WCMOMHUTENBHOW BNacTW, MMEKLWMe B CBOEW CTPYKTYpPE MEOUKO-TEHETUYECKYID KOHCynbTaumio (UeHTp),
obecneunBaoLMe LUTOreHeTUYECKUE WCCNeaoBaHWs, NpeHaTanbHbI CKPUHWHE, HEOHaTalbHbI CKPUHWMHE Ha
BPOXAEHHbIE U (MN) HAacNeACTBEHHbIE 3a00MNeBaHUSs, CENEKTUBHbIN CKPUHUHI HA HACNeACTBEHHbIE 3aboneBaHns
obmMeHa BellecTB, pacCLMPEHHbIN HeoHaTamnbHbI CKPUHWHI Ha BPOXAEHHble W (MnKM) HacneacTBeHHble
3aboneBaHnsi, MONEKYNSIPHO-TEHETUYECKNE UCCIEA0BaHMS NPU YacTo BCTpeYvarowmxcsa oopmax HacneacTBeHHON
NaTonornv Ans HECKOSIbKUX MEeOMLMHCKUX OpraHn3auuin u cooTBETCTBYOWMNE TpeboBaHNAM, NPeLYCMOTPEHHBLIM
nyHktamm 10 n 13 TlpaBun opraHusaumn [EeATEeNbHOCTU MEOUKO-TEHETUYECKON KOHCynbTaumu (UeHTpa),
N3noxeHHoblx B npunoxeHun N 1 K HacTodwwemy Nopsaky.

MeguumnHckass NomMoLLb B MEeAWLUMHCKUX opraHu3aumsax TpeTben b rpynnbl npegycmatpvBaeT OkasaHue
naumMeHTaMm 1 Ux CEMbSM MEAULIMHCKOM MOMOLLM C MPUMEHEHNEM HOBbIX CIOXHbIX U (UNN) YHUKANbHbIX, @ TaKKe
peCcypCoeMKMX METOAOB AMArHOCTUKU WU NEYEHUs C HAy4YHO [OKa3aHHOW 3¢hdPEKTUBHOCTBIO, NHAOPMALIMOHHBIX
TEXHOMNOTNN.

7. OyHKUMK pedbepeHc-LIeHTpa Mo NoATBepXKaatoLen AMarHoCTKe BPOXOEHHbIX U (MNK) HAcneOCTBEeHHbIX
3aboneBaHNUin BbINOMHAET MeOMUMHCKas opraHusauusl TpeTbei B rpynnbl, MMelowass B CBOEW CTPYKType
MEAMKO-TEHETUYECKYIO KOHCYbTaLMo (LeHTP), OTBEYaIOLLYIO CriedyoWwmnm TpeboBaHNsAM:

1) Hann4yre B WTaTe He MeHee 15 Bpayen-reHeTUKOB U He MeHee 15 Bpayen - nabopaTopHbIX FTEHETUKOB;

2) HanuMyMe onbiTa WUccnegoBaHWn MeTogoM  TaHOEMHOW MacCC-ClNneKkTpoMeTpnun no onpegereHuto
KOHUEeHTpaunnm aMUMHOKUCIIOT N auUNKapHNTUHOB HE MeHee 10 ner;

3) Hanuuue onbiTa MONEKYNAPHO-reHETUYECKMX U MONEKYNAPHO-LUTOreHETUYECKUX UCCneaoBaHun no
OMarHocTuke BPOXAEHHbIX U (MNN) HacNeaCTBEHHbIX 3aboneBaHun He MeHee 10 ner.

8. MNpun nNogo3peHnMn Ha BPOXOEHHOE M (UNKn) HacneacTBeHHoe 3aboneBaHue, He Tpedytollee okKasaHus
MEOVLUMHCKON  MNOMOLWM B CTauUMOHapHbIX  YCMOBUSIX,  Bpadu-crneuuanuctbl N0 CneunanbHOCTSM,
nNpeaycMOTPEHHbIM HOMEHKINATYpOM CcrneumnansHOCTEN CneumanncToB, UMELMX BbiCLlee MeaULMHCKoe U
dhapmaLeBTMdeckoe oOpasoBaHMe, YTBEPXKOEHHOW Mpuka3om MuHUCTepcTBa 34paBOOXpaHeHUss Poccuickom
®epepaumm o1 7 oktA6psa 2015 r. N 700H "O HOMeHKnaType cneLmanbHOCTEN CNELMannCcToB, UMELLMX BbiCLLEe
MeauumHckoe n bapmaueBTu4eckoe obpasoBaHue” <2>, HanpaBnsAlT NaumMeHTa n nNpu HeobxooUMOCTU YNIEHOB
€ro CeMbW B MEONKO-TEHETUYECKYHO KOHCYIbTaLMo (LEHTP).

<2> 3apeructpupoBaH MwuHuctepctBom toctmummn Poccuiickon ®egepaumm 12 HosA6pa 2015 r.,
permctpaumoHHein N 39696 ¢ M3MeHeHWsMK, BHECEHHbIMU npukazamum MwuHUCTepcTBa 34paBOOXpaHEeHUs
Poccuinckon ®epepaumm ot 11 oktsa6pa 2016 r. N 771H (3apernctpupoBaH MUHUCTEPCTBOM HOCTULIMM
Poccuinckon ®epepaummn 26 pekabps 2016 r., pernctpaumoHHbin N 44926) n ot 9 gekabpst 2019 r. N 996H
(3apervctpupoBaH MuHuctepctBoM tocTuuum Poccuiickon depepaumm 16 aHBapsa 2020 r., pernctpaumoHHbin N
57174).

9. MNpeHaTanbHbIV CKPUHUHT BKOYAET KOMMNEKC UCCNeAoBaHUM ANs OUArHOCTUKN BPOXAEHHLIX U (Mnn)
HacneacTBeHHbIX 3aboneBaHuii, B TOM Yucrne opdaHHblX (peakvx) 3abonesaHun nnopa, npegycmartpuBaoLLmnx
NpoBeAEHNE MHCTPYMEHTANbHbLIX UCCNEAOBaHNIA, NHBA3MBHBLIX (GMOMCKUA XOPMOHA UMK NIALEHTbI, aMHUOLIEHTES,
KOpOOLEHTE3) MM HEMHBA3MBHBLIX Npoueayp nonydeHus buornornyeckoro matepuana, Guoxmmmyeckoro n/vnm
MOJIEKYMSIPHO-TEHETUYECKOTO U/MNN LIMTOTEHETUYECKOTO M/MIN MONEKYNAPHO-LMTOrEHETUYECKOIO NCCeoBaHNS
Buonornyeckoro mMatepuana, MeOuKO-TeHETUYECKOe KOHCYINbTMPOBAaHWE, W OCYLLECTBNSAETCS B MeAULMHCKMX
opraHu3aumsx, okasbliBalWUX MeOULMHCKYI0 MOMOLb B COOTBETCTBUM C [MOPSAKOM OKasaHus MeOWMLMHCKOW
nomow no npodunio  "akywepctBo U rMHekonorusa", yTBepXAeHHbIM npuka3om  MuHucTepcTBa
3npaBooxpaHeHust Poccuickon ®epepaumm ot 20 oktabps 2020 r. N 1130H <3> (ganee - MNopagok no npodounto
"aKyLLepCcTBO M MIMHekonorua™), n Npu HeobxogUMOCTU B MEOUKO-FEHETUYECKMX KOHCYNbTaumsx (LeHTpax).



<3> 3apeructpupoBaH MwuHucTepcTBOM tocTuumm Poccuitickon @Pepgepaumm 12 Hosibps 2020 r.,
pernctpaunoHHbin N 60869.

10. HeoHaTanbHbI CKPVHWHI Ha BPOXAEHHble M (UNM) HacneAcTBEHHble 3aborieBaHWsi MPOBOAUTCSA Ha
cnegywowme 3aboneBaHus: knaccudeckas enunketoHypus - E70.0 MKB-10 <4>; deHunkeToHypus B - E70.1
MKB-10; BpoxaeHHbIN rmnotupeos ¢ auddysHeim 306om - E03.0 MKB-10; BpoxaeHHbIn runotupeos 6e3 3oba -
E03.1 MKB-10; KuCTO3HbIN (bMOpPO3 HeyTouHeHHbI - E84.9 MKB-10 (mykoBucumzos); HapyllieHne obmeHa
ranaktosbl - E74.2 MKB-10 (ranaktosemus); agpeHoreHuTanoHoe HapylleHue HeyTouHeHHoe - E25.9 MKB-10
(appeHoreHVTanbHbIN CMHAPOM); agpeHOoreHmTanbHble HapylleHusi, CBA3aHHble C Aeduuntom epMeHToB -
E25.0 MKB-10.

<4> MexayHapogHasi ctaTucTmyeckas knaccudumkaums 6onesHen n npobnem, CBA3aHHbIX CO 340POBbEM,
10-ro nepecmoTpa.

PaclumpeHHbIi HeoHaTamnbHbI CKPUHWHI Ha BPOXOEHHblE K (MNW) HacneacTBeHHble 3aboneBaHus
NpoBOAWTCA Ha criegylolmne 3aboneBaHus: He4OCTaTOYHOCTb APYTMX YTOYHEHHbIX BUTaMUHOB rpynnbl B - E53.8
MKB-10 (gedouvunt GuotMHuaasel (oedpuumTt OMOTUH-3aBUCUMON KapOoKcmnasbl; He4OCTaTOMHOCTb CUHTETA3bl
ronokapbokcmnas (HedoCTaTOMHOCTb OWOTUHA); apyrve Buabl rvnepdenunanannHemmn - E70.1 MKB-10
(nedunumnt  cuHTesa  GuonTepuHa  (TeTparmgpobuonTtepuHa), AeduuMT  peakTmBauuym  BuonTepuHa
(TeTparmgpobuontepuHa); HapyweHns obmeHa TuposuHa - E70.2 MKB-10 (TuposnHemus); 6onesHb ¢ 3anaxom
KreHoBOro cuporna moun (6onesHb "kneHosoro cupona”) - E71.0 MKB-10; gpyrve Bugbl HapylleHuin obmeHa
aMUHOKUCIIOT C pasBeTBneHHon uenbto - E71.1 MKB-10 (mponuoHoBas auuaemus); MeTurMarnoHoBas
meTunmanoHun KoA-myTasbl (aumgemvss MEeTUNMarnoHoBasl); MeTMIIMarnoHoBasd auupgemus (He4oCTaToOYHOCTb
kobanamuHa A); meTunManoHoBas aumgemus (HeA4OCTaTOYHOCTb kobanamuHa B); meTunmanoHoBasi auMaemms
(oedomumt metunmanoHnn KoA-anumepasbl); MeETUNMANoHoBasl aumgeMmsi (HegocTaTtoyHoCcTb kobanamuHa D);
MeTunmanoHoBas aumgemvs (HegoctaToyHOCTb kobanamuHa C); msoBanepuaHoBas auugemus (aumgemus
n3oBanepuaHoBas); 3-rmgpokcu-3-MeTunrnyTapoBasi He4OCTaTOYHOCTL; BeTa-KeToTMonasHas HeJoOCTaTOYHOCTb;
HapyweHus obmeHa XupHbix kucroT - E71.3 MKB-10 (nepBmyHasi KapHUTMHOBAasi HeOOCTaTOYHOCTb;
cpegHeuenoveyHad auun-KoA  pgerngporeHasHasi HedoCTaTOvHOCTb;  AfIMHHouenodyeyHast  auetun-KoA
aerngporeHasHas HegoCTaTOYHOCTL (AednunT oveHb anmHHon uenn auun-KoA-germaporenassl (VLCAD); oueHb
ONVWHHouenodevHas auetun-KoA pervagporeHasHass HedoCTaTOYHOCTb  (4euumMT O4YeHb [ONVMHHOM  Lenu
aumn-KoA-gerngporeHasbsl (VLCAD); HemoCTaTOMHOCTb MUTOXOHOPUANbHOrO TPUAYHKUMOHANbHOro Gernka;
HeJOCTaTOYHOCTb KapHUTUHNanbMUToMnTpaHcgepassl, T™N l; HeJoCTaTOYHOCTb KapHUTUH
nanbmutounTpaHcdepasbl, TUn Il; He4OCTaTOYHOCTb KAPHUTUH/aUMIKapHUTUHTPAHCNOKA3bl; HapyLeHns obmeHa
cepocofepxawmx amuHokucnot - E72.1 MKB-10 (romounctuHypusl); HapylleHnss oOMeHa uMKria MOYEBUHbI -
E72.2 MKB-10 (uutpynnuHemusi, Tvn |; aprmHasHas HeLOCTaTOYHOCTb); HapyweHuss obmeHa nu3vMHa W
rmgpokcunusmHa - E72.3 MKB-10 (rmytaposas auvagemes, Tvn |; rmytaposasa aumgemus, tun |l (pubodnasuH -
YyBCTBUTENbHas ¢opma); AeTckasd ChnuHanbHas MblweyHas atpodms, | Tun (BepauHra-Moddpmana) - G12.0
MKB-10; ppyrve HacneacTBeHHble CnuMHarnbHble MbllleyHble aTtpodum - G121 MKB-10; nepBuyHble
nmMmyHoaepuumtel - D80 - D84 MKB-10.

11. HeoHaTanbHbIN CKPUHWHI Ha BPOXAEHHble U (MnNu) HacneacTBeHHble 3aboneBaHVs U pacLUMPEHHbIN
HeoHaTamnbHbI CKPUHUHI Ha BpOXOEHHble U (MNW) HacneacTBeHHble 3aboneBaHWs BKYAT MaccoBOe
(6be3oTbopHOE) 06CneaoBaHNe HOBOPOXAEHHbBIX Ha BPOXAEHHblE M (MNKN) HacrneAcTBeHHble 3aboneBaHus ons
paHHero AOKMMHUYECKOro BbisiBIiEHMS 3ab0MneBaHni M UX CBOEBPEMEHHOrO fNeYeHUst C Lenblo NpounakTuku
paHHen cmepTM W wWHBanNuAMsauuu pfeTen, npegycMaTpuBalollee OCYyLIeCTBleHNe MeaMKO-reHeTUYeCcKowm
KOHCynbTaumen (LEHTPOM) cneayroLmnx 4ENCTBUN:

1) NnpoBefeHNe KaxaoMy HOBOPOXAEHHOMY CKPMHUHIOBOIO MCCIef0BaHUs;
2) hopmmpoBaHmne rpynmbl BbICOKOTO pUcKa BPOXOEHHbIX U (UIn) HacneacTBEHHbIX 3a00neBaHuii;

3) npoeegeHne noareepXxXgarowmx OUMOXMMNYECKUX U (I/IJ'II/I) MOIEeKyNnApHO-reHeTUu4eCKnx nccnegoBaHmin
HOBOPOXAEHHbIX U3 rpynbl BbICOKOIo pUCKa BPOXAOEHHbLIX U (VIJ'II/I) HacneacTBEHHbIX 3aboneBaHui;



4) Me[MKO-TeHETUYECKOe KOHCYNbTUPOBaHWE MaLMEHTOB C MOATBEPXAEHHBIM AMAarHo30M BPOXOEHHBIX U
(vnn) HacneacTBeHHbIX 3aboneBaHunii (YNEHOB UX cemen).

12. [Ins NpoBeAEHUS HEOHATANBHOIO CKPUHMHIA Ha BPOXXAEHHbIE U (MW) HAacneACTBEHHbIE 3aboneBaHns u
pacLUIMPEHHOTO HEeOHATanbHOrO CKPVMHWHIA Ha BPOXAEHHble M (MnM) HacneacTBeHHble 3aboneBaHusa 3abop
06pasyoB KPOBU OCYLLECTBISKT U3 NATKM HOBOPOXAEHHOMO Yepe3 3 yaca nocrne KopmrieHusi, B Bospacte 24 - 48
YacCoB XW3HW Y OOHOLIEHHOrO M Ha 7 cyTku (144 - 168 4yacoB) K13HM Y HEAOHOLLIEHHOrO HOBOPOXAEHHOrO.

3abop 06pasuoB KPOBM OCYLLIECTBNSETCA Ha 2 (unbTpoBarnbHbIX OyMaxHbIX TecT-GnaHka (Oanee -
TecT-6naHK), KOTopble BblAalTcs MeanKo-reHeTUYeCKoM KOHCy bTauuei (LeHTpoMm).

13. HanpaeneHue ansa 3abopa o6pasLioB KpOBU M NOCMEAYOLWEro NpoBeAEHNS HEOHATANbHOrO CKPUHMHIA
n (UnNn) paclMpPEHHOro HeoHaTarlbHOrO CKPUMHWHIa (Janee - HarnpaBneHue) dopmupyeTcss MegULMHCKUM
paboTHMKOM MOCPEeACTBOM MEOULMHCKON MH(POPMAaLMOHHOW CUCTEMBI, pacnedaTtbiBaeTcss U NPUKPennseTcs K
TecT-6naHky. Npun OTCYTCTBUM TEXHUYECKOM BO3MOXHOCTW AOMNyckaeTcs hopMuUpoOBaHWE HanpaBneHUs B BUAE
OOKyMeHTa Ha ByMa>kHOM HOCKTEnNe C PYKOMUCHBLIM 3anofiIHeHMeM TecT-6naHka ne4yatHbiMy BykBamu.

14. HanpaBneHue cogepxuT crneayoLLyo nHpopmaumio:

1) HaMmeHOBaHWEe MeOMLMHCKOM OpraHusaumm, B KOTOpOW npou3BedeH 3abop ob6pasuoB KpoBu Y
HOBOPOXXAEHHOIO;

2) KOHTaKTHbIA TernedOoH MeOUUUHCKOW OpraHumsauuun, B KOTOPOW npousBedeH 3abop o6pasLoB KpoBu Y
HOBOPOXXAEHHOIO;

3) dhamunusa, nmd, oTYECTBO (NPU HanNMyun) MeanumMHCKoOro paboTHuka, nponssoamsLLero 3abop obpasuos
KpOBU Y HOBOPOXOEHHOrO;

4) damunus, nms, oT4ECTBO (NPY HANMYUKN) MaTeEPU HOBOPOXKAEHHOTO;
5) paTta poxgeHust MaTepy HOBOPOXXOEHHOIO;

6) AOKYMEHT, MOATBEPXKAAIOLWMA perucTpaumio B CUCTEME MHAMBMAOYaNbHOrO (NepCoHNMULNPOBAHHOTO)
yyeTa, cofepikallmil CTpaxoBoi HOMep MHANBUAYaNbHOIO NMLEBOro cYyeTa MaTepy HOBOPOXKOEHHOTO;

7) agpec peructpauuu no MecTy XWUTenbcTBa (MecTy npebbiBaHusA) U aapec hakTUYecKoro NpoXuMBaHWs
MaTepu HOBOPOXXAEHHOTO;

8) KOHTaKTHbIN TenegoH MaTepy HOBOPOXAEHHOTO;

9) OaHHble OOKYMeHTa, YAOCTOBEpsIoLLEero NIMYHOCTb MaTepu HOBOPOXAEHHOro (TN OOKYMeEHTa, cepws,
HOMep, AaTa Bblauu, KeM BbiAaH);

10) Homep nonunca 06s13aTeNbHOr0 MEAMLMHCKOrO CTpaxoBaHUA MaTepU HOBOPOXAEHHOIO;
11) paTa 1 BpeMsi pogoB HOBOPOXOEHHOIO;
12) non HOBOPOXAEHHOrO;

13) npn MHOroNnNoOAHbIX poAax - O4epeaHOCTb NPU POXOEHUN HOBOPOXAEHHOTO (NepBbiA, BTOPOW, TPETUN U
cnegyrowmnn pebeHok);

14) yHVKanNbHbIA MOEHTUUKALNOHHBIA HOMEP TECT-0NaHKa;
15) paTa n BpemMsi 3abopa 06pasLioB KPOBU Y HOBOPOXAEHHOIO;

16) awnarHo3 HosopoxaeHHoro (ko MKB-10; ana 300poBbiX HOBOPOXAEHHbIX ykasbiBaeTca kopd: Z00.1
MKB-10);

17) cpok rectauun, Ha KOTOPOM NPOU3OLLNK PoAbl (MOSHbIX aKyLUEPCKNX Heaernb/aHen);



18) macca Tena HOBOPOXOEHHOIO;
19) oTmeTKa o0 (hbakTe nepenuBaHus KPOBU HOBOPOXAEHHOMY (a/HeT), AaTa nepenveaHus (NpyY Hanu4uu);
20) oTMeTKa 0 NepBMYHOM/MOBTOPHOM HanpaBneHUn C ykazaHWeM NpUYnHbLI NOBTOPHOIO MCCNeaoBaHus.

15. MHdopmaumsa o 3abope o6pa3LoB kKpoBM (4aTa M BpeMsi 3abopa 06pasLioB KpOBM) BHOCMTCS B KapTy
pa3BUTUS pebeHKa 1 BbINUCHOW 3NMKPU3.

16. Ona nabopaTopHOro uccrnegoBaHusi 0OpasUOB KPOBU HOBOPOXOEHHbLIX B paMkax HeoHaTarnbHOro
CKPWHWHIa Ha BPOXAEHHble U (MNn) HacneacTBEHHble 3aboneBaHusa MCNonb3ylTca TecT-bnaHkn ¢ 5 naTHamu
kpoBu. [ns nabopaTopHOro uccrnegoBaHus 0OpasLoB KPOBM HOBOPOXOEHHBbIX B paMKax pPacLUMPEHHOro
HeoHaTanbHOro CKPUHWHIA Ha BPOXAEHHbIe U (MNK) HacneacTBeHHble 3aboneBaHus UCMONb3YTCS TecT-6naHku
€ 3 NATHaMu KpoBM.

TecT-6naHkn exegHeBHO COBMPalOTCH M NPOBEPSITCA Ha KavyecTBO 3abopa KpoBM UM NPaBUIIbHOCTb KX
3aMofiHEHNs OTBETCTBEHHbIM MEAWLUMHCKUM pabOTHMKOM, Ha3Ha4yeHHbIM pyKOBOAMTENeM MeaMLMHCKON
opraHusaumu.

Bo wusbexaHue 3arpssHeHusi TecT-OraHKM YraKkoBbIBAlOTCS, He comnpukacascb MATHAMU KPOBU U He
HaknagblBasicb ApPYr Ha [Jpyra, repMeTMYHO B WHAMBMAOYamnbHY0 YMNAKOBKY W BMECTe C HanpaBleHUsiMu
nepenarTcs B MEQUKO-TEHETUYECKYHO KOHCYNbTaUuo (LEHTP).

17. Ipn NOCTYNNEeHMM HOBOPOXAEHHOro Nnof ANHaMuyeckoe HabrnogeHne B MeAULMHCKYI0 OpraHvM3aumio,
OKasblBawLWlyo nNepBUYHYHO MeOUKO-CaHUTAPHYK MNOMOWb MO MeCTy XUTenbCTBa, WU npu nepeBode nNo
MeOUUMHCKMM MNOKa3aHNAM B WHYHO MeOUUMHCKYK OpraHu3aumio B Cliydae OTCYyTCTBUA B Mep,I/ILI,I/IHCKOVI
OOKYMEHTaLMM HOBOPOXAEHHOIO OTMETKM O B3ATMM obpasua KpoBM, ocyllecTBnsieTcs 3abop ob6pasuoB KpoBU y
HOBOPOXAEHHbIX ANSl NPOBEAEHUSI HEOHATaNbHOIO CKPUMHMHIA U PacLUMPEHHOr0 HeoHaTarbHOrO CKPUMHUHra Ha
BPOXOEHHbIE U (MNN) HAcneACcTBEHHble 3aboneBaHusi, cornacHo TpeboBaHusaM MyHKTOB 13 n 14 HacToswero
Mopsagka.

18. TecT-6naHkM c ob6pasuamu kpoBu (5 M 3 nATHA) OOCTaBNATCS U3 MEOMUMHCKOW OpraHusaumu,
ocylecTBumBLLEN 3a60p 0Opa3LOB KPOBM B MEAMKO-TEHETUYECKYIO KOHCYNbTaUMIO (LEHTP) eXeOQHEBHO U npu
HeobxogmmocTn 1 pas B 2 AHs.

Meauko-reHeTu4eckne KoHcynbTaumym (LEHTPbl) MeOMUMHCKUX opraHmsauun cybbektoB Poccunckon
depepaumun ocyLLECTBNSAIOT CKPUHUHIOBbIE nabopaTopHble uccrenoBaHus 06pasuoB KPOBU HOBOPOXAEHHbIX
(HeoHaTanbHbIN CKPUHWHT) U3 TECT-61aHKOB C 5 NATHaMM KPOBU HOBOPOXAEHHDIX.

Meauko-reHeTU4eckne KoHcynbTaumy (LEHTPbl) MeOUUMHCKUX OpraHusauun nepBoM WU BTOPOW rpynn B
TeyeHne 24 yacoB nocrne nonyyeHuss TecT-6naHKoB OpraHn3ylT OTNpaBKy 0b6pasLoB KpOBU Ha TecT-6naHkax ¢ 3
NATHaMW KPOBU B MEOUUMHCKYID opraHusaumio Tpetben A u B rpynn gna nposegeHus pacluMpeHHoro
HeoHaTarnbHOro CKPMHWHIa Ha BPOXAEHHbIE 1 (MNW) HacneacTBEeHHble 3aboneBaHus.

Bpemsi npoBefgeHWsi CKPUMHWHIOBLIX WCCreOoBaHWUA cocTaBnsieT He Gonee 72 4acoB OT BpPEMEHM
NOCTYNMEeHNst TeCT-6rTaHKOB B MeOUKO-reHEeTUYECKME KOHCYNbTaumm (LLeHTPbI) MeAMLNHCKMX OpraHu3aumi.

MeauvuMHCKME opraHv3aumy, OKasblBaloWMe MEAWLMHCKYI0 MOMOLLb >KEHLMHaM B Mepuoa poAaoB M B
nocrieponoBbii nepuog, Tpetben b rpynnbl (YpoBHsS1) <5> npoBOAAT MepONpUATUS HEOHATaNbHOIO CKPUHWUHIA U
pacLUMPEHHOro HEOHATAlbHOIO CKPUHUHIA Ha BPOXAEHHbIE U HAcNeACTBEHHbIE 3aD0NeBaHNsA CaMOCTOATENBHO.

<5> [MyHkT 27 Mopsgka no npodunto "akylwepcTBo U rmHekonorns".

MHdopmaLma 0 HOBOPOXAEHHbIX FPyMnbl BbICOKOrO PUCKA, BbISBIMEHHbIX B pe3yrbTaTe CKPUHUHIOBbIX
nccregoBaHun, nepefaeTcs B MeOUKO-reHETUYECKYHO KOHCybTaumio (LeHTp) cybbekta Poccuiickon depepaumm
Mo MEecCTY XMTenbCTBa.



Mpn nonyyeHMn pesynbTaTOB CKPUHMHIOBLIX WCCeoBaHUW dopMupyeTca rpynna pgeten "yCroBHO
300poBLIX" MO BCeM wuccregyembiM 3abonesBaHWsM U rpynnaMm  BbICOKOrO pUCKa BPOXAEHHbIX W (Mnu)
HacneACTBEHHbIX 3aboneBaHun.

Hdetn w3 rpynnbl geter "ycrnoBHO 340poBble" He TpelylT [OMNOMHUTENbHBIX WCCNEeAoBaHUA WU
MHOPMMNPOBAHUSA MEOULNHCKUX OPraHn3aLmii O pe3yribTaTtax CKPMHUHIOBBLIX UCCITe4OBaHNN.

MHdopmaLma o HOBOPOXAEHHbIX TPyMnbl BbICOKOrO PUCKA, BbISBIEHHbIX B pe3ynbTaTe paclUMpPeHHOro
HeoHaTanbHOrO CKPVMHUHIa Ha BPOXAEHHble W (MNM) HacNeACTBEHHble 3aboneBaHWsi, U3 MeAMLMHCKOM
opraHusaumm TpeTben A n b rpynn B TeuyeHue 24 yacoB nepefaeTcs B MEOMKO-TEHETUYECKYIO KOHCYMbTauuto
(LEHTP) MEOULMHCKUX OpraHn3aumii NepBon 1 BTOPOW rpynn.

B TeueHue 24 vacoB nocrne nonyyvyeHns MHPOPMAaLMU HOBOPOXAEHHbIN M3 TFPynnbl BbICOKOrO pucka
npurnawiaeTcs B MeOUKO-reHETUYECKYO KOHCynbTauuo (LeHTp) cybbekta Poccuiickon ®epgepaunn ans 3abopa
06pasLoB KPOBM A1 MOBTOPHOIO CKPMHUHIOBOIO UCCNEA0BaHUSA B MEOUKO-TEHETUYECKON KOHCYNbTaumm (LeHTpe)
cybbekta Poccuiickon depepauumn mnu MeguUUHCKOW opraHusaumm TpeTber A u B rpynn gns npoBepeHus
noaTeepxaaroLLen Broxummnyeckom " (vnn) MOJIEKYSIPHO-reHEeTUYECKON n (nnn)
MOMNEKYNSIPHO-LIUTOrEeHETUYECKON OUNArHOCTUKM B MEOMKO-TEHETUYECKYHD KOHCynbTauuilo (LEeHTP) MeaMUMHCKOM
opraHunsaumu TpeTben b rpynnbl, BbINOMHAKOLWEN (PYHKLMM pedepeHC-LieHTpa No NoATBEPXAaLWen AMarHocTuke
BPOXOEHHBIX U (MNN) HAcneaCTBEHHbIX 3aboneBaHn.

Mpy HanmuuuM MeAMUMHCKUX MOKa3aHWUM Bpayv-reHeTMK MeOMKO-TeHEeTUYECKOW KOHCyrbTauun (LeHTpa)
cybbekTa Poccuiickon depepaumn HeMeaneHHO HanpaBrsieT HOBOPOXAEHHOro U3 rpynnbl BbICOKOrO pucka Ha
rocnutanusaumio B MeQUUMHCKYI opraHusaumio no npodunto 3abonesaHusi, Ha3HayaeT cneumann3mpoBaHHble
npoAyKTbl NeyebHOro nuTaHWs A0 MONy4YeHusl pesynbTaToB MOBTOPHOIO CKPUHWMHIOBOIO MWCCRenoBaHUs W
noaTBEpPXKAAoLWEN ANArHOCTUKM.

Bpems nposegeHMs NOBTOPHLIX CKPUMHUHIOBBLIX MUCCNeaoBaHu coctaBnseT He 6onee 72 4vacos. Bpewms
NpoBeAeHUs NOATBEPXKOAOLLNX BUOXUMUYECKNX, MOSEKYAPHO-TEHETUYECKMX U MOSTEKYNAPHO-LIUTOrEHETUYECKIMX
uccnegoBaHuMn B MeMLUMHCKON opraHusauumn TpeTber b rpynnbl, BbIMOMHAKOWEN (YHKUUN peddepeHc-LieHTpa no
NOATBEPXKAAMOLLEN ANArHOCTUKE BPOXAEHHbBIX U (MNWN) HAacneacTBEHHbIX 3aboneBaHuii, coctaBnsaeT He 6onee 10
paboynx gHeN.

Mocne nonyyeHWs pesynbTaToB MOBTOPHOMO CKPUHWMHIOBOrO WCCREedoBaHMs W NOATBepXaatoLei
AMarHocTuk1  chopMmUpyeTca rpynna AeTeid C  BbISIBNIEHHbIM  BPOXOEHHBIM U (MNW)  HacneACTBEHHbIM
3aboneBaHNeM, CBeEHNS O KOTOPbIX NepedaloTcs MEAMKO-TEHETUYECKON KOHCyNbTauuen (LeHTpoM) B TeueHue
24 4acoB nocre nosnyyYeHusl pesynbTaToB UCCNeAoBaHNs B MEAULIMHCKYIO OpraHM3auuio Mo MecTy NpOoXuUBaHWSA
UMM HaXOoXOEeHUs1 HOBOPOXAEHHOrO C COOTBETCTBYIOLLMMM PEKOMEHOALNAMN.

[Mpy OTCYTCTBMU KNMHWMYECKUX NPOSIBNIEHWUI BPOXAEHHOIO U (MnX) HacneAcTBEHHOro 3aboneBaHus Bpay -
y4acTKOBbIN neguatp, Bpay obuler NpakTukM (CeMerHbIi Bpad) Mo MECTY XWUTenbCTBa B TeudeHne 48 vyacos
HanpaBnseT HOBOPOXAEHHOTO C BbISIBMEHHBIM BPOXAEHHbIM W (UNK) HacneacTBeHHbIM 3aboneBaHvem B
MeOUKO-TeHeTUYECKYl0  KOHCymnbTauuio (UueHTp) cybbekta Poccuiickon ®egepauumn unu  MeOULMHCKYHO
opraHusaumio Tpeteein A n b rpynn unu k cneumanuctam no npodunio 3aboneBaHns MeguLMHCKUX OpraHu3auunin
Ona  HasHavyeHus nedeHus. [lpyv HanMMuuu MeaMUMHCKMX MNOKasaHWW Mo HanpaefeHuio rnevailero Bpaya
MEeOULMHCKOWN OpraHmn3auum No MecTy XXUTENbCTBA MO COrMacoBaHUO C BPa4OM-TeHETUKOM MeLMKO-TeHETUYECKOM
KOHCynbTaumm (ueHTpa) cybbekta Poccuiickon depepaumy unu MeauMLMHCKOW opraHusauumn tpetben A n b
rpynn nocne NoATBEPXAEHUS AMarHo3a BPOXAEHHOro U (Unun) HacneacTBEHHOro 3aboneBaHnss HOBOPOXKAEHHbIN
npy HeOOXOOANMMOCTM roCNUTANU3NPYeTCs B MEOAULMHCKYIO OpraHM3aumio, okasbiBaloLwyo MEeOULUHCKYH NMOMOLLb
netam no npocunto 3aboneBaHus. B criyyae HaxoXOeHWst HOBOPOXOEHHOrO Ha fevyeHuuM B cTaumoHape
NMPOBOANUTCA KOHCYyfbTauuMsi C BpavYOM-TEHETUKOM MeOUKO-TeHETUYECKON KOHCymnbTauum (LeHTpa) cybbekTa
Poccuiickon ®epepauuun nnun MeguuUHCKON opraHusaumm TpeTtber A m b rpynn cneumanuctamu no npodpunio
3aboneBaHnsi, KOHCUNNYM Bpayen ¢ NPUMMEHEHEM TENEMEULNHCKMX TEXHONMOMMIA MEOULMHCKON OopraHu3aumen,
noaBeoOMCTBEHHOM dhedeparnbHbIM OpraHaM UCMOTHUTENBHON BRacTu, AN OnpeaeneHnst TakTUKA NeYeHus.

19. Bpau-reHeTuK MeOuKO-reHEeTUYEeCKOW KOHCynbTauuu (UeHTpa) [Ans  yCTaHOBMEeHWUs AuarHosa
HacneacTBEHHOIO U (MNn) BPOXAEHHOTO 3ab6oneBaHus:

1) onpepensieTr o6bem AmarHoCTMYecKoro obcrnedoBaHUsA naumMeHTa C NOA03PEHWEM Ha BPOXOAEHHOE U



(I/IJ'II/I) HacneacTBeHHoe 3aboneBaHue U npu Hann4nm megmumHCKnX nokasaHuin YNIeHOB Eero CEMbMU;

2) nNpoBOAUT MEeOMKO-TEHETUYECKOE KOHCYNbTUPOBaHWE MaUMEHTOB C MOAO3PEHWEM Ha BPOXAEHHOE W
(unn) HacnegcTBeHHoe 3aborneBaHue (YNEHOB ero CeMbu), a Takke HOBOPOXKAEHHbLIX C BbISABMEHHLIMU MpK
NpoBeAEHUN HeOHaTanbHOrO0 CKPUHWMHIA BPOXAEHHbIMM U (UNWM) HacneacTBeHHbIMM  3aboneBaHuAMMU,
GepeMeHHbIX XEHLUMH C BbICOKMM PUCKOM BPOXOEHHBLIX W (MNW) HacneAcTBeHHbIX 3aboneBaHui y nnopa,
BbISIBIIEHHBIX NPV NPOBEAEHWUN NPEHATANbHOIO CKPUHMHIA, a TakkKe 300POBbIX HOCUTENEN NaTOreHHbIX MyTauuii B
reHax;

3) ocyLlecTBnAeT natoreHeTn4dyeckoe InedeHune BbIABNEHHbIX MNauMeHTOB C 3aboneBaHnemM u3 rpynnbl
HacneACTBeHHbIX OonesHen obmeHa B aM6ynaTopr|x yCcnosuax unn ycnoBudax AOHEBHOro cCrtaunoHapa, ero
ancrnaHcepHoe HabntogeHue;

4) pekomeHayeT NpoBeaeHNe MePONpPUATU NO NPOUNAKTMKE N NEYEHUIO NALMEHTOB.

20. Bpay - nabopaTopHbI TEeHETMK MEOMKO-TEHETUYECKOW KOHCynbTaumm (LeHTpa) ocywiecTBnsier
ovoxmmmyeckoe U (MNKM)  MONEKynsipHO-reHeTudeckoe U (Mn)  UMTOreHeTMdyeckoe u  (unu)
MONEKYNSIPHO-LIUTOrEeHETUYECKOE UCCIELOBaHNE C LENbio AUArHOCTUKN BPOXOEHHbIX U (MNKM) HacneacTBEHHbIX
3aboneBaHuin, NpoBeAeHNsT MEPONPUATUIA HEOHATANbHOMO M NPeHaTanbHOrO CKPUHWHIA B YacTu BUOXMMUYECKNX
N MONEKYNSIPHO-TEHETUYECKNX WUCCReoBaHUA, MpeguMniaHTauMoOHHOW U MpeHaTanbHOM  reHeTUYecKom
JMarHoOCTUKN.

21. lpn HanU4uMKn y NauneHToB C BPOXAEHHbIMM 1 (MNWN) HacneaCcTBEHHbIMU 3a60NeBaHNAMU MEANLMHCKNX
nokasaHuin, TpebyLnx okasaHus MeAWLMHCKOW MOMOLWM B CTaUMOHAPHbLIX YCNOBUSX, Crheuvann3vpoBaHHas
MeOULUMHCKasa NOMOLLb OKa3blBaeTCs B MPOMUIIbHBLIX OTAENEHNSX MeQULMHCKUX OpraHvu3auni, B COOTBETCTBUN C
nokasaHusaMm.

22. CneumannsnpoBaHHasi, B TOM Y/CIie BbICOKOTEXHONMOMMYHas, MeANLMHCKas NOMOLLIb OCYLLIECTBISIETCS B
COOTBETCTBMM C npuKka3om MuHuCTepcTBa 3gpaBooxpaHeHus Poccunckon deagepaumm ot 2 oktabps 2019 r. N
824H "O6 yTtBepxaeHun [lopsigka oOpraHuM3auuMyM OKas3aHWsi BbICOKOTEXHONMOMMYHOW MELMLMHCKON MOMOLM C
npUMeHeHneM eanHOM rocyapCcTBEHHON UHPOPMALIMOHHOM CUCTEMBI B cdhepe 3apaBooxpaHeHus” <6>.

<6> 3apeructpupoBaH MwuHuUcTEPCTBOM tocTuumMmM Poccuitickon @Pegepaumm 22 Hosibpa 2019 r.,
pernctpaunoHHbin N 56607.

23. MeguumHcKasi MOMOLLb NauMeHTaM MOXeT ObITb Oka3aHa C MNPUMEHEHWEM TenemMeauLUHCKNX
TEXHOMNOrMN MNyTeM OpraHM3auMM W NpPOBEAEHUS KOHCyNnbTauum U (UNKU) KOHCUNWyma Bpadend B MOpsake,
yTBEPXXAEHHOM npuka3oMm MuHucTepcTBa 3apaBooxpaHeHusi Poccuiickon ®epepauum ot 30 Hos6psa 2017 r. N
965+ "O6 yTBepXOEHUM nMopsigka OpraHu3auMM W OKas3aHus MEOWLUMHCKOW MOMOWKU C  NPUMEHEHNEM
TeneMeauLUMHCKNX TexHorornn" <7>.

<7> 3apeructpupoBaH MuHuctepctBoM toctmumm Poccuiickon Pepepauumn 9 sanBaps 2018 r.,
pernctpaunoHHbin N 49577.

24. MepguumHCKkue opraHuMsaumMm BHOCAT WHdopMaumio 00 Oka3aHHOW MEOMUMHCKOW NoMoWM B
MeaWLUMHCKME WH(OPMALMOHHBbIE CUCTEMbI MEAULMHCKUX OpraHu3auuin, rocyfapCTBEHHYH WH(OPMAaLMOHHYIO
cucteMy B cdpepe 3OpaBooxpaHeHus cybbekta Poccuiickon ®Pepepaunn, B €AMHYK TOCYOAPCTBEHHYHO
MHGOPMALIMOHHYI0 CUCTEMY B Cdepe 30paBoOXpaHEeHnst <8>.

<8> lMocrtaHoeneHue lNpaBuTtensctBa Poccuickon ®epepauun ot 9 deBpans 2022 r. N 140 "O eguHon
rocyaapCTBEHHON MHGOPMALUMOHHON cucteme B cdepe 3apaBooxpaHeHus” (CobpaHme 3akoHopaTenbCcTBa
Poccuiickon ®epgepaumm, 2022, N 8, cT. 1152).

25. B cnyvyae ecnu nposegeHne MeauLUHCKUX MaHI/II'IyJ'lﬂLIMIZ, CBAA3aHHbIX C OKa3aHMEM MeANLMHCKOM



MOMOLLM, MOXET MOBfeYb BO3HWKHOBEHWE GOMNEBbLIX OLLYLIEHWUA, TakMe MaHWNynsuMM MpPoBOAATCS C
obesbonuBaHnem.

26. MeguumHcKkMe opraHuMsaumu, OkKasbiBalLWMEe MEOULMHCKYD MOMOLLb, OCYLLECTBMSIOT  CBOM
OedATenbHOCTb B COOTBETCTBMM C npunoxeHuamu N 1 - 3 k HacToswemy MNopsagky.

Mpunoxexue N 1

k MNopsigky okasaHus

MeOULMHCKON MOMOLLM NaumneHTam

C BPOXAEHHBbIMU 1 (UNN) HAacnenCcTBEHHbIMU
3aboneBaHNsaMM, yTBEPXKOEHHOMY
npuka3oM MuHUCTepcTBa 30paBooOXpaHeHus
Poccuiickon depepatmm

ot 21 anpena 2022 r. N 274H

NMPABUNA .
OPrAHU3AUNUN OEATENBbHOCTU MEANKO-FrEHETUYECKOWU
KOHCYINbTALUU (LEHTPA)

1. Meauko-reHeTnYeckaa KOHcCynbTauusa (UeHTp) (ganee - KoHcynbTauus) sIBNSieTCA CaMOCTOATENbHOM
MeOMLMHCKOW OpraHu3aumen unu CTpyKTypHbIM noagpasaeneHneM MeguumMHCKON opraHnsaunm, cosgaBaemon ans
OKa3aHusi NepBMYHOW CreuMann3MpoBaHHON MEeAWKO-CaHUTapHON MOMOLLM NauneHTaM C BPOXOEHHbIMU U (Unn)
HacneACTBEHHbIMKU 3ab0oneBaHUAMU (ganee - naumeHTbl), YeHamMm UX CeEMen U POLACTBEHHUKaM ambynaTopHo, B
OHEBHOM cTaLuMoHape.

2. B cybbekTe Poccuiickon depepaumm npegycmaTpmBaeTcs He MeHee ogHow KoHcynbTaumm.

3. Ha pomkHocTb rnaBHOro Bpaya (3aBefytowiero) KoHcynbTaumewm HasHayaeTca crneumanucrt,
cooTBeTCTBYOWMNA KBanupukaunoHHbIM TpeboBaHMAM K MeOMLMHCKMM U dapMaleBTUYeckuM paboTHMKaM C
BbiCLUMM 00Opa3oBaHMEM MO HanpaeleHW MOArOTOBKM "34paBOOXpaHEHME U MeOMLMHCKME Haykn'",
yTBEPXXAEHHBIM Npuka3oM MuHucTepcTBa 3gpaBooxpaHeHus Poccunckon ®egepauum ot 8 oktsabpsa 2015 r. N
7071 "O6 yTBEpxaeHUN KBanmdukaumMoHHbIX TpeboBaHU K MEOULMHCKAM U hapMaLleBTUYECKMM pabOoTHUKaM C
BbiCLUMM 0OOpasoBaHMEM MO HaMpaBfEHUO NOATOTOBKU "3apaBoOXpaHEeHWe U MeauuMHCKME Hayku" <1>, no
cneumanbHOCTAM "reHeTunka" nnu "nabopartopHas reHeTuka" n "opraHm3aums 3gpaBooXpaHeHns n obLiecTBeHHoe
3aopoBbe”, TpeboBaHMsSIM  npodeccuoHanbHoro craHgapTta "CneumanucTt B obnactu  opraHusauum
3[paBOOXpPaHEHUS 1 OOLLLECTBEHHOIO 340POBbLA", YTBEPXKAEHHOIO npmkazom MuHTpyga Poccum ot 7 Hosi6psa 2017
r. N 768H <2>, umetowun ctaxk paboTbl N0 cneunanbHOCTU He MeHee NATU NeT.

<1> Q3apeructpupoBaH MwuHucTepcTtBoM toctuumm Poccuiickon ®egepaumm 23 okTtabps 2015 r.,
peructpaumnoHHbin N 39438 ¢ wuamMeHeHMsIMKW, BHECEHHbIMW npukaszamm MuHMCTepCTBa 34paBOOXPaHEHUS
Poccuinckon ®egepauun ot 15 noHa 2017 r. N 328H (3apeructpmpoBaH MyHMCTEPCTBOM OCTULMM Poccumnckonm
®epepaumun 3 mona 2017 r., peructpaumoHHbii N 47273) n ot 4 ceHtabps 2020 r. N 940H (3apervctpupoBaH
MuHucTepcTBoM tocTnumm Poccuickon ®enepauun 1 oktabpsa 2020 r., pernctpaumoHHbin N 60182).

<2> BapeructpupoBaH MwuHucTepcTBoM tocTuumm Poccuinckon degepaumm 29 Hosibpa 2017 r.,
pernctpaunoHHbin N 49047.

4. CTpyKkTypa W LWTaTHas uYuCreHHOCTb KoHcynbTauuu ycTaHaBnvBaloTCs yypeauTenem MeauLUMHCKON
opraHusaumn Unu pykosoamTeneMm MeauUMHCKON opraHu3aumu, ecrnm KoHcynbTaumus co3gaeTcs Kak CTPYKTYpHOe
noapasfenieHne MeauMUMHCKOM opraHusaumu, ucxogs u3 obbema npoBoAMMON JevyebHO-OMarHOCTUYECKON
paboTbl, YACNEHHOCTU OBCMYXXMBAaEMOro HaceneHWsi U KONMYecTBa POAOB B 04 C YYETOM PEKOMEHOYEMbIX
LWTaTHbIX HOPMATUBOB, MPEeAYCMOTPEHHbIX npunoxeHneM N 2 k [opsaky okasaHusi MegULMHCKOW MOMOLLM
nauveHTaMm C BPOXAEHHbIMU U (MNM) HacneacTBEHHbIMM 3a6oneBaHUAMU, YTBEPXKAEHHOMY HaCTOSILLUM



NPUKa3oM.
5. OcHaweHne KoHcynbTaumm OCyLEeCTBNSIeTCA B COOTBETCTBMM CO CTaH4ApTOM  OCHalLeHus,
npegycMmoTpeHHbiM npunoxeHmem N 3 k Mopsaky okasaHua MeaULMHCKOM NOMOLLM NauueHTam ¢ BPOXOEHHbIMU
n (Mnn) HacnegcTBeHHbIMY 3ab0neBaHUAMN, YTBEPXKOEHHOMY HACTOSALLMM NPUKa30M, NCXOOA U3 YCTaHOBIEHHOM
cTpykTypbl KoHCcynbTauun.
6. KoHcynbTaumm nogpasgensaiTcs Ha:

1) KOHCynbTauuW NepBoK rpynnbl, obecneynBatolne BbIMOSNIHEHUE LIMTOreHeTUYECKUX 1ccrneaoBaHuin ans
O[HOI MeaMLNHCKON opraH13aLuu;

2) KOHCynbTauuMy BTOPOW rpynnbl, obecnevnBaloLLne BbINOMHEHNE LIMTOrEeHETUYECKUX UCCeLoBaHNA, npu
HeOOXOAMMOCTU MpeHaTarnbHbIA CKPUHWHT, HEOHATamnbHbIA CKPUHUHT Ha BPOXOEHHbIE U (UNK) HacneaCTBEHHbIE
3aboneBaHns Ans HECKONMbKUX MeOULIMHCKUX OpraHn3aumii;

3) KoHcymbTaumm Tpetbem A un B rpynn, obecneumBarolimMe LUTOrEHETUYECKYID [OUArHOCTUKY, Npwu
Heo6XxooMMOCTU NpeanMIIaHTaLUMOHHOE reHeTUYEeCKoe TeCTMpPOBaHMe, NpeHaTanbHbI CKPUHUHT, HEOHATamnbHbIN
CKPWHUWHT Ha BPOXAEHHbIE U (MNK) HacneaCcTBEHHble 3aboneBaHNsi, CENEKTUBHbLIA CKPUHWUHI Ha HacneAcTBEHHbIe
3aboneBaHnsi oOMeHa BeLLECTB, pPaCLUMPEHHbIN HeOHaTamnbHbIA CKPUHWHI HA BPOXOEHHbIE W (MnK)
HacneacTBeHHble 3aboneBaHns Ans MegULMHCKUX OpraHn3aumnn (He meHee 3).

7. B ctpykType KoHcynbTaumm nepeon rpynbl pekoMmeHayeTca npeaycmatpmBaTh:

1) KOHCYNbTaTUBHOE OTAENEHNE, BKITIOYatoLLee KabHeTbl Bpayen-reHeTUKOB;

2) WHpOPMaLIMOHHO-aHaNNTUYECKOE oTAeneHve, BKMNoYaroLLee peructpaTtypy,
OpraHn3auMoHHO-METOANYECKNI KaBUHET;

3) npoueaypHy!o;
4) unToreHeTU4eckyto nabopaTopuio.
8. B cTpykType KoHcynbTaumm BTOPOK rpynnbl pekoMeHayeTcsa npegycMmaTpmBath:

1) KOHCYyINnbTaTUBHOE OTAerieHne, BKrk4arllee KabunHeTbI Bpa‘-lel;l-reHeTMKOB, MeaULIMHCKOro rncuxorsora,
Bpaya-HeBpoora, Bpadya-aHAoOKpMHoora (Bpaqa - AETCKOro SH,D,OKpI/IHOJ'IOFa), Bpada-gnetonora;

2) npoueaypHy!o;

3) KabMHET MOHUTOPWHIa BPOXAEHHbLIX NMOPOKOB PasBUTHUS,

4) uMTOreHeTMYECKyo NlabopaTopuio;

5) nabopaToputo HeOHaTarlbHOIO CKPUHWHIA, B TOM YMCIE pacLUMPEHHOTO HEOHATANbHOIO CKPUHUHIA;
6) nabopaTopuno CENEKTUBHOIO CKPUHWUHTA;

7) MonekynsipHo-reHeTu4Yeckyto nabopaTtopuio;

8) nabopaTtoputo npeHaTanbHOro CKpMHUHra (npu Heob6xogMmMocTw);

9) oTgeneHve npeHaTanbHOW AMArHOCTUMKM (NpYM HeobxoZMMOoCTM), BKMovawlwee KabUHET WHBA3MBHOW
npeHaTanbHON OUarHOCTUKM (MaHMNYNSALMOHHOM), KAOUHET yNbTPa3BYKOBOW NpeHaTanbHON UarHoCTUKY;

10) WHOPMaLIMOHHO-aHaNNTU4YecKoe oTaeneHuve, BKNIOYatoLlee peructpaTtypy,
OpraHn3auMoHHO-METOANYECKMI KaBUHET.

9. B ctpykType KoHcynbTauumm TpeTben A rpynnbl peKOMeHayeTca npegycMmaTpusarhb:

1) KOHCYyINnbTaTUBHOE OTAerieHne, BKrk4arulee KabunHeTbI Bpa‘-lel;l-reHeTMKOB, MeaULIMHCKOro rncuxorora,



Bpaya-HeBporiora, Bpaya-aHAoKpMHorora (Bpaya - AeTCKOro 3HAOKpUHosora), Bpava-gueTorora;
2) npoueaypHy!o;
3) KabMHET MOHUTOPWHIa BPOXAEHHbLIX NMOPOKOB PasBUTHUS;
4) uMTOreHeTMYECKyo NlabopaTopuio;
5) nabopaToputo HeOHaTarlbHOIrO CKPUHWHIA, B TOM YMCIE paCLUMPEHHOTO HEOHATANbHOIO CKPUHUHIA;
6) nabopaTopuno CENEKTUBHOIO CKPUHWUHTA;
7) MonekynsipHo-reHeTU4Yeckyto nabopaTtopuio;
8) nabopaTtoputo npeHaTanbHOro CKpMHUHra (npu Heob6xogMmMocTw);

9) oTgeneHve npeHaTanbHOW AMArHOCTMKM (NpYM HeobxoZMMOoCTM), BKMovawlwee KabUHET WHBA3MBHOW
npeHaTanbHOM OUarHOCTUKM (MaHMNYNSALMOHHOM), KAOUHET yNbTPa3BYKOBOW NpeHaTanbHON UarHoCTUKY;

10) WHOPMaLIMOHHO-aHaNNTUYecKoe oTaerneHuve, BKNIOYatoLlee peructpaTtypy,
OpraHn3auMoHHO-METOANYECKNI KaBUHET.

10. B cTpykType KoHcynbTaumm Tpetben b rpynnbl pekomeHgyeTcsa npegycMmaTpuBathb:

1) KOHCYyINnbTaTUBHOE OTAerieHne, BKrk4arulee KabunHeTbI Bpa‘-lel;l-reHeTMKOB, MeaULIMHCKOro rncuxorora,
Bpaya-HeBpoora, Bpadya-aHAoOKpMHonora (Bpaqa - AETCKOro SH,D,OKpI/IHOJ'IOFa), Bpada-gnetonora;

2) npouenypHyo;

3) KabMHET MOHUTOPWHIa BPOXAEHHbLIX MOPOKOB PasBUTHUS,

4) uMTOreHeTMYECKyo NnabopaTopuio;

5) nabopaToputo HeOHaTarIbHOIO CKPUHWUHIA, B TOM YMCIE pacLUMPEHHOTO HEOHATANbHOIO CKPUHUHIA;
6) nabopaTopuno CENEKTUBHOIO CKPUHWUHTA;

7) MonekynsipHo-reHeTU4Yeckyto nabopaTtopuio;

8) nabopaToputo npeHaTanbHOro CKpMHUHra (npu Heob6xogMmMocTw);

9) oTgeneHve npeHaTanbHOW AMArHOCTUMKM (NpYM HeobxoZMMOCTM), BKMoYawLwee KabUHET WHBA3WBHOW
npeHaTanbHON OUarHOCTUKM (MaHMNYNSALMOHHOM), KAOUHET yNbTPa3BYKOBOW NpeHaTanbHON UarHoCTUKY;

10) WHOPMaLIMOHHO-aHaNNTUYecKoe oTaerneHuve, BKNIOYatoLlee peructpaTtypy,
OpraH13auMoHHO-METOANYECKNI KaBUHET.

11. KoHcynbTaumsa nepBon rpynnbl OCYLWECTBASET cnegyowmne dyHKLMU:

1) OKa3aHMe MeOuKo-reHeTUYeCKom KOHch'IbTaTMBHOIZ N ne4yebHO-ANArHOCTUYECKOW MOMOLLM NauneHTaMm U
yYneHam ux cemen u pPOoACTBEHHUKAM;

2) npoBedeHVe LMTOreHeTUYEeCcKMX WccrnenoBaHWin Mpu MOAO3PEeHUM Ha XPOMOCOMHoe 3abonesaHue y
NaLWeHTOB M NPU HANUYUM MEQULIMHCKUX NMOKa3aHWM - Y YNeHoB UX ceMeil U POACTBEHHIKOB;

3) yyacTue B KOHCUNMyMe Bpayell Mo MporHo3y noToMcTBa U TeuyeHuo OepeMeHHOCTW B criydae
npeHaTasribHOro BbISIBIIEHNS BPOXAEHHOTO U (MNN) HAacneACTBEHHOrO 3aboneBaHus y Noaa;

4) oKkasaHne MeToAN4ecKon n KOHch'IbTaTI/IBHOﬁ nomMoLLn Bpavam-negunatpamMm  y4acCTKOBbIM,
Bpa4damM-TepanesTaM Y4YacCTKOBbIM, BpadaM akKkyulepam-rmHekosnoram, BBpa4am obuwen NPaKTUKn (CeMeVIHbIM
Bpaan), MHbIM BpadaM-crneuunanncrtam C uenbto d)OpMVIpOBaHVIFI rpynnbl pucka naumMeHToB C BPOXAEHHbIMU U



(I/IJ'II/I) HacrneaCcTBEHHbIMK 3aboneBaHUAMY;

5) HanpaBneHve NauUMeHTOB MNPy HanMUuuMn  MEeOMUMHCKUX MOKa3aHMM Ha  KOHCynbTauuw K
BpadaM-crneuuanmcram;

6) HanpasneHne naumeHToB npu Hanandmn mMegnumnHCKnX nokasaHui onsi okasaHust MeguMUMHCKON NOMOLLM B
CTalMOHapHbIX YCNOBUAX UIMN B YCNOBUAX AHEBHOIO CTalMoHapa,

7) OKa3aHMe MeOuKo-reHeTUYeCKomn KOHch'IbTaTMBHOIZ N ne4yebHO-ANArHOCTUYECKOW MOMOLLM NauneHTaMm U
yneHam ux cemen u pPOoAOCTBEHHUKAM;

8) ocylecTBneHne gucnaHcepHoro HabnaeHUa NauMeHTOB C BPOXOAEHHBIMU U (MNKN) HAacneaCcTBEHHbIMM
3aboneBaHNsMM, NPOXUBAIOLLMX Ha TeppuTopuu, obcnyxmnsaemon KoHcynbTaumen;

9) yyacTne B MPOBEAEHUM aHanmMsa MEeQMKO-CTaTUCTUYECKMX MokasaTenei 3aboneBaemMocTy,
WHBaNMAHOCTU U CMEPTHOCTU NaUMeHTOB, MPUKPENSIEHHbIX K TEpPUTOpUM, 06enyxmBaemMoi KoHcynbTauuen;

10) opraHusauuna wn npoBegeHue CaHI/ITapHO-I'IpOCBeTI/ITe.I'IbHOI;I pa60T|=| cpeon HaceneHunda no
I'IpOCbVIJ'IaKTVIKe BPOXOEHHbIX U (VIJ'II/I) HacneACcTBeHHbIX 3aboneBaHui;

11) yyactve B OQOPMINEHUN MEAULUMHCKMX [OOKYMEHTOB Ans HanpaBfneHWss nauuMeHToB Ha
MeJNKO-CoLMarnbHy0 3KCNePTU3Y;

12) ocBoeHMe M BHegpeHue B MPaKTUKy HOBbIX 3MEKTUBHLIX METOAO0B MPOMUNAKTMKM, ANArHOCTUKA U
NeYeHnst NaLneHToB;

13) npeacraBneHMe OTYETHOCTU B COOTBETCTBUM C NyHKTOM 11 yactu 1 ctatbm 79 denepansbHOro 3akoHa
oT 21 Hosi6ps 2011 r. N 323-®3 "O6 ocHoBax OxpaHbl 300poBbsi rpaxaaH B Poccunckon ®egepauunn” (ganee -
®epepanbHbin 3akoH N 323-93) <3>, cbop u NnpeacTaBneHne NePBUYHbLIX JAHHBIX O MEOULMHCKOWN AeATENbHOCTH
Anst MHOOPMaLMOHHBLIX CUCTEM B cdiepe 34paBOOXpaHeHns <4>.

<3> CobpaHnwne 3akoHogaTenbcTBa Poccuiickon Pegepaumm, 2011, N 48, cT. 6724,

<4> Yactb 1 crtatbm 91 ®PepepanbHoro 3akoHa N 323-03 (CobpaHue 3akoHogaTenbcTBa Poccuiickon
®epnepaumu, 2011, N 48, cT. 6724; 2020, N 52, cT. 8584).

12. KoHcynbTaums BTOPOW rpynnbl OCYLWEeCTBASET crneayowme QyHKUNN:

1) OKa3aHMe MeOuKo-reHeTUYeCKomn KOHch'IbTaTMBHOIZ N ne4yebHO-ANArHOCTUYECKOW MOMOLLM NauneHTam U
yneHam ux cemen u pPOoAOCTBEHHUKAM;

2) npoBedeHVe LMTOreHeTUYEeCKMX WccrenoBaHWin Mpu MoAo3pPeHUM Ha XPOMOCOMHoe 3abonesaHue y
NaLWeHTOB M NPU HANUYUM MEQULIMHCKUX NMOKa3aHWM - Y YNeHoB UX ceMeil U POACTBEHHIKOB;

3) yyacTue B KOHCUNMyMe Bpayell Mo MporHo3y MnoToMcCTBa U TeuyeHuo OepeMeHHOCTW B criyyae
npeHaTasribHOro BbISIBIIEHNS BPOXAEHHOMO U (MNN) HAacneACTBEHHOrO 3aboneBaHus y Noaa;

4) okaszaHMe MeTOOMYECKOM W  KOHCYNbTaTMBHOM  MOMOLWM  Bpadvam-neguarpam  y4acTKOBbIM,
Bpayam-TepaneBTaMm Yy4yacTKOBbIM, BpayaM akyllepam-TMHeKorioram, Bpadam oOLliei NpakTUKU (CeMenHbIM
Bpayam), MHbIM Bpavam-creumannctam ¢ Lenblo (hOpMUPOBaHNUS TPYMnbl pUcka NaUMEHTOB C BPOXAEHHLIMU U
(nnn) HacneacTBEHHbIMKM 3a60neBaHUAMY;

5) HanpaerneHne nauneHToB nMnpun HannMdinunm MegnumnHCKMX nokasaHun Ha KOHCyIbTauuko K
Bpadvam-cneunanncrtam,

6) HanpaeneHe NauMeHTOR NpU HaNM4YUM MEAULIMHCKUX NoKasaHWi AN oka3aHWs MeaULMHCKOM NOMOLLM B
CTaLMOHAaPHbIX YCINOBUSIX UMW B YCIOBUSX JHEBHOIO CTauUMoOHapa;



7) oKaszaHne MeAMKO-TeHETUYECKOM KOHCYIbTaTUBHON N Ne4ebHO-AMarHoCTMYeCKOM NOMOLLM NaumMeHTam u
yneHam nux cememn;

8) ocyulecTBneHme aucnaHcepHoro HabnogeHns nNauneHToB C BPOXAEHHbIMU U (VIJ']I/I) HacneacTtBeHHbIMU
3aboneBaHuAMH, NpoXumBarwLnNX Ha TEPPUTOPUN, OGCﬂy)l(MBaeMOVI KOHcyanaumeVl;

9) yyacTve B NpoBeAEeHMM aHanmM3a OCHOBHbLIX MEAMKO-CTAaTUCTMYECKMX MokasaTernen 3aboneBaemocTw,
WHBaNUAHOCTM U CMEPTHOCTUN NAUNEHTOB, NPUKPENIEHHbLIX K TEPPUTOPUN, 06cnyxnsaemon KoHcynbTaumen;

10) opraHu3auuss 1 nNpoBeAeHMEe CaHUTAPHO-MPOCBETUTENBHOM paboTbl CpeauM HaceneHust no
npodnnakTuke BPOXOEHHbIX U (UNM) HacneacTBEHHbIX 3aboneBanuii;

11 ) yqyactme B OCbOpMﬂeHVII/I MEONUMHCKMX OOKYMEHTOB O51d HanpaslieHuA nauneHToB Ha
MeNKO-CoLMalrbHYH 3KCNepTunay;

12) ocBoeHve 1 BHegpeHue B MPaKTUKYy HOBbIX 3(PEKTUBHLIX METOAOB NPOUNAKTUKN, ONArHOCTUKN U
neyeHns NauneHToB.;

13) npoBefeHne UMTOrEHETUYECKMX U MONEKYNAPHO-LIMTOrEHETUYECKMX UCCNEAOBaHWI NPy NOA03PEHNN Ha
XpPOMOCOMHOE 3aboneBaHue y MauMeHTOB W MpU HanmMyuum MeAULMHCKMX MOKa3aHUM - y YrieHOB MX CEMEW U
POOCTBEHHUKOB;

14) npoBedeHVe MOMEKYNAPHO-FTEHETUYECKMX WUCCREeNOBaHUA MNpyu  MOAO3PEHMM Ha  MOHOrEeHHoe
HacneacTBeHHoe 3aboneBaHve y NMauMeHTOB U NPU HanMyMM MEeAWLMHCKUX MOKa3aHUM - y YNIEHOB UX CEMEN U
POOCTBEHHMWKOB;

15) npoBegeHne OUOXMMWMYECKUX  MCCNedoBaHWM  (bryopMMETPUYECKUM,  UMMYHOMEPMEHTHbIM,
3H3MMOJIOTMYECKMM,  XpoMaTorpamMyeckumMmn,  Macc-CNekTpOMEeTpPUYECKMMUM  MeTodamMn UM MeTodaoM  C
NpYMEHEeHeM TaHAEMHOW MacC-CMeKTPOMETPUU MpU NOSO3PEHUN HA HAaCNeACTBEHHbIE BONE3HM y NaLUEHTOB U
Npy HaNM4YUN MeLULMHCKUX NOKa3aHUM - y YeHOB X CEMEN U POLCTBEHHUKOB;

16) npoBefeHNe HeoHaTaNbHOrO CKPUHMHIA Ha BPOXAEHHbIE U (MNW) HAacneACcTBEHHbIE 3aboneBaHus;

17) npoBefeHue CenekTMBHOIO CKPUHMHIA Ha HacneacTBeHHbIe 3aboneBaHnsi 0OMeHa BELLECTB;

18) npoBeageHne MOHUTOPUHIra BpOXXAEHHbIX MOPOKOB pPa3BUTUA B LeNdaX ornpeaeneHna 4actoTbl MOPOKOB U
ee JMHaMWNKN BO BpEMEHU,

19) npn HeOBXOANMOCTU NpoBeAEHNE NPEeHATaNbHOrO CKPUHUHIA 1 NpeHaTansHON UarHOCTUKMK;

20) yyacTMe B KOHCWUNMyMe Bpayer Mo MpOrHo3y MNOTOMCTBA U TeyeHuio OepeMeHHOCTW B criydae
npeHaTasribHOro BbISIBIIEHNS BPOXAEHHOO U (MNN) HAacneACTBEHHOrO 3aboneBaHus y Noaa;

21) ocyulecTBreHne aAMcrnaHCcepHOro HabnioaeH!s NaUMEHTOB C BPOXOEHHLIMU U (MNN) HAacNeACTBEHHbIMU
3aboneBaHVAMM, NPOXMBAIOLWNX Ha TeppuTOpUm, obcnyxuBaemoi KoHcynbTauueit;

22) npeacTaBreHne OTYETHOCTM B COOTBETCTBMM € NMyHKTOM 11 yacTtn 1 ctatbun 79 depepanbHoro 3akoHa N
323-93, cbop n npeacrtaBneHve NepBUYHbLIX AaHHbIX O MEAMLMHCKON AeATenbHOCTU ANA MH(OPMaUMOHHbIX
cucTeM B chepe 34paBOOXpPaHEHUS.

13. KoHcynbTaumsa tpetben A 1 b rpynn ocyliecTBnseT cnegyowme pyHKunu:

1) OKa3aHMe MeOuKo-reHeTUYeCKom KOHch'IbTaTMBHOIZ N ne4yebHO-ANArHOCTUYECKOW MOMOLLM NauneHTam U
yYneHam ux cemen u pPOoACTBEHHUKAM;

2) npoBedeHVe LMTOreHeTUYEeCKMX WccrnenoBaHWin Mpu MoAo3pPeHUM Ha XPOMOCOMHoe 3abonesaHue y
NaLWeHTOB M MPU HANUYUM MEQULIMHCKUX NMOKa3aHWM - Y YNeHoB UX ceMeil U POACTBEHHIKOB;

3) yqyactne B KOHCUIIMyme Bpaqe|7| no nporHo3y noTomMctBa U TEeYeHUH 6€peMeHHOCTVI B Cly4vae



npeHaTalibHOro BbIABIIEHNA BPOXOEHHOIO N (VIJ']I/I) HacneacTBEHHOro 3aboneBaHus y nnoaa;

4) okaszaHMe METOAMYECKOM WU  KOHCYNbTaTMBHOW  MOMOLUM  Bpadam-neguaTpam  y4acTKOBbIM,
Bpayam-TepaneBTaM Yy4acTKOBbIM, Bpayam akyllepaM-rMHeKonoram, Bpadam oOLlen npakTuknm (CemMenHbIiM
Bpayam), MHbIM Bpadam-creLmanmcTaMm ¢ Lernbio (hopMUPOBaHUA FPyMnbl pUcKa NaLMeHTOB C BPOXAEHHbIMU U
(vnn) HacnepcTBEHHbIMK 3aboneBaHNsAMMY;

5) HanpaBneHve NauUMeHTOB MpyM  HanMUuuMM  MEeOMUMHCKMX MOKa3aHMM Ha  KOHCynbTauuw K
BpadaM-crneuuanmcram;

6) HanpasneHne naumeHToB npu Hanandmn mMegnumnHCKnX nokasaHui onsi okasaHust MeguMUMHCKON NOMOLLM B
CTalMOHapHbIX YCNOBUAX UIMN B YCNOBUAX AHEBHOIO CTalMoHapa,

7) OKa3aHMe MeOuKo-reHeTUYEeCKomn KOHch'IbTaTMBHOIZ N ne4yebHO-ANArHOCTUYECKOW MOMOLLM NauneHTaMm U
yneHam ux cemen u pPOoAOCTBEHHUKAM;

8) nposegeHne UUToreHeTu4eCkKnx U MonekynAapHo-UunToreHeTu4eCKmnx nccnegoBaHum npun nogo3peHun Ha
XPOMOCOMHOe 3aboneBaHue y nauneHToB U npu Hanundnn mMmeaunumHCKnxX nokasaHun - Y 4neHoB ux cemen u
POAOCTBEHHUKOB;

9) npoBedeHVE MOJIEKYNAPHO-TEHETUYECKMX WCCMeAOoBaHWi Mpu  MOOO3PEHMM HA  MOHOTEHHOe
HacneacTeeHHoe 3aboneBaHue y NauMeHToB M MPU HanMuMnm MEeQULIMHCKUX MoKasaHWii - y YreHOB UX ceMeit U
POOCTBEHHMKOB;

10) npoBedeHVMe  OUMOXMMUYECKUX  WUCCREdOBaHW  DNyOpUMETPUYECKUM,  UMMYHOMDEPMEHTHbIM,
SH3MMOJIOTUYECKMM,  XpoMaTorpaduyeckumm,  Macc-CrekTPOMETPUYECKMMU  MeTodamM U MeToaoM  C
NpUMEHeHNeM TaHOEeMHON MacC-CreKTPOMETPUM NPU NOAO3PEHUN Ha HAcMnenCcTBeHHble 60nesHn y NauneHTos U
NpU HAMUYUU MEANLIMHCKUX NOKa3aHWUi - y YNEHOB UX CeMe U POACTBEHHUKOB;

11) npoeegeHne CcenniekTMBHOro CKpuHMHra Ha HacnegcrtBeHHble 3aboneBaHnsa oOMeHa BELLECTB;

12) npoBeaeHNe MOHUTOPWHIa BPOXOEHHbBIX MOPOKOB Pa3BUTKS B LIENAX ONpeaerieHns YacToTbl MOPOKOB U
ee IMHaMUWK1 BO BPEMEHU;

13) yyacTMe B KOHCUIIMyME Bpayei Mo MpOorHo3y MOTOMCTBA U TeYEeHUo OGepeMeHHOCTU B criyyae
npeHaTanbHOro BbIABNEHNA BPOXAEHHOro U (MNi) HacneAcTBeHHOro 3abonesaHuns y nnoaa;

14) npoBegeHne HeoHaTarlbHOro CKpuUHMHra Ha BpPOXAEHHbIE U (VIJ'II/I) HacneacTBeHHble 3aboneBaHust u
pacmnpeHHOro HeoHartasnibHOro CKpuHmMHra Ha BpoxxgaeHHble 1 (VIJ']I/I) HacneacTBEHHble 3aboneBaHus;

15) npn HeOBXOANMOCTU NpoBeAEHNE NPEeHATaNbHOrO CKPUHUHIA 1 NpeHaTanbHON UarHOCTUKMK;

16) yuyacTve B OCQOPMIEHMM MeOWMUMHCKMX [OOKYMEHTOB AN HanpaBfieHust MauueHToB  Ha
MELMKO-COLMarnbHYH 3KCMepTUsy;

17) ocBoeHMe M BHedpeHWe B MPaKTUKy HOBbIX 3MEKTUBHLIX METOAO0B MPOMUNAKTMKM, ANArHOCTUKA U
NeyYeHnst NaLueHToB;

18) opraHusauuss 1 nNpoBedeHME CaHUTAPHO-MPOCBETMTENbHOM paboTbl Cpean HaceneHus no
npodunakTnke BPpoOXKAEHHbIX 1 (MNKN) HacnNeaCcTBEHHbIX 3abonesaHun;

19) npeacTaBneHne OTYETHOCTM B COOTBETCTBUM C MYyHKTOM 11 yactu 1 ctatbn 79 PenepanbHoro 3akoHa N
323-93, cbop u npeacTaBrneHne MNEpPBUYHbLIX OaHHbIX O MEAMUMHCKOM OEeATEeNbHOCTU ANs MHAOPMAaLVNOHHBLIX
cucTeM B cdpepe 34paBoOXpaHeHuUs.

14. KoHcynbTauum Tpetben A n b rpynn npyM HEOOXOAMMOCTU OCYLLECTBNANT NpeHaTarnbHbIA CKPUHUHT,
paclUPEHHbIA  HeOoHaTamnbHbIA  CKPUHUHI Ha BPOXOEHHble W (MNW) HacneAcTBeHHble  3aboneBaHws,
npegMMniIaHTauuoHHOE reHeTUYeCcKoe TECTUPOBAaHNE.

15. KoHcynbTaumm BTOpOK 1 TpeTbern A u b rpynn npy HEOGXOAMMOCTU LOMOSHUTENBHO OCYLLECTBAAIOT



creayoume yHKUUM:

1) npoBedeHue mnpeHaTanbHOro CKPUHUHra ©OepemMeHHbIX W yNbTPa3BYKOBOrO WCCregoBaHus nroga
3KCMEPTHOrO YPOBHSA C Uenbio (POPMUPOBAHUA TPYyMMnbl BbICOKOrO puUcKa BPOXOEHHOW WM HacneacTBEHHOW
nartonoruu y nnoga 6epemeHHbIx Npu cpoke rectaummn 11 - 14 Hegens;

2) npoBeAeHne NHBA3NBHOIO obcnenoBaHnsi 6epeMeHHbIX 13 rpynbl BLICOKOrO pUcka npu Cpoke rectaumm
11 - 14 Hepenb NOCpPenCcTBOM acnupaunm BOPCUH XOpUoHa, 19 - 21 Hegenb - NnaueHToLeHTEe3a, aMHUOLIEHTE3a,
KopaoLeHTesa 7] npeHaTanbHown LMTOreHEeTUYECKON, MOMEKYNSPHO-LINTOreHETUHECKOM "
MOIEKYNSIPHO-TEHETUYECKOW OMAarHOCTUKM MMIOAHOMO MaTepuana Yy JKEeHLWMH, WMEKLWMX BbICOKUA pUCK
XPOMOCOMHBIX U (MnK) reHHbIX 3aboneBaHui y 6yayuiero pedeHka, no pesynbTatamM NpeHaTanbHOro CKpUHMHIA U
(Mrn) B cembsix BbICOKOrO purcka no poxaeHuto pebeHka ¢ BpoXXAeHHOW 1 (Mnn) Hacne4CTBEHHOW NaToMNormen.

16. Mepguko-reHeTMYeCckoe  KOHCYNbTUPOBAHWE  BKMOYMAET  AMarHOCTUKY  BPOXAEHHbIX U (Mnu)
HacneacTBeHHbIX 3aboneBaHuin, NpegycMaTpuBaloLLyo NPy HaNnYnuM MEAMLMHCKUX NOKasaHW HanpaBrieHve Ha
npoBedeHWe  MHCTPYMEHTaNnbHblX W OOWMX  KIWHMKO-NabopaTopHbIX  UCCNEAOBaHWA,  cneumnanbHbIX
KMMHMKO-NAbopaTopHbIX OMOXUMUYECKUX, LMTOrEHEeTUYECKUX W MONEKyNAPHO-reHeTUYECKMX UWCCrnenoBaHui;
npoBefeHne reHeanornyeckoro WCCrneaoBaHus, onpederneHve Tuna HacnegoBaHuws 3aboneBaHus y YneHoB
CemMbu U POACTBEHHMKOB, pacyeT pucka MOBTOpeHus 3abonesaHws, onpefdeneHve Hanbonee adhEKTUBHOrO
cnocoba npodunnakTnki 3aboneBaHns B KOHKPETHON CeMbe, NCUXONOrMYecKyto MOMOLLb NaUMeHTy U YreHam ero
CeMbW B ajanTtaumu K AuMarHosy M pUCKy, NOMOLLb CeMbe B MPUHATUU peLleHUst OTHOCUTENbHO AarbHenLwero
penpoayKTMBHOIO MOBEOEHUS, TeHEeTUYeCKOro TeCTUPOBaHWA W NPOMWUMIaKTUKM BPOXOEHHOro W (Unu)
HacnegcTBeHHOro 3abonesaHus.

MpyM MEOMKO-TEHETUYECKOM KOHCYMNbTMPOBaHWM MO MOKasaHUSAM MPOBOAMTCA  MNEePUKOHLIENLMOHHAS
npodunakTuka, KoTopas NpeacTaBnsaeT cMCTeMy MEPONPUATUIA, HAaNpaBIEeHHYIO Ha ycTpaHeHne haKTopoB pucka
BPOXOEHHBIX U (MNW) HAcNeOCTBEHHbIX 3a6oneBaHWin U ynyylleHe COCTOSIHUA 300POoBbsA OyayLiMX poauTenei,
BKIOYasi MEAMKO-TEHETUYECKOE KOHCYNbTUPOBaHME, peEKOMeHZaLmmn Mo caHaumMm XPOHUYECKUX 04aroB MHGEKLMH,
ONTUMM3ALMM COMaTUYECKOTO 3[0POBbS OyAYLLIMX POAUTENEN.

17. KOHch'IbTaLI,MH ans  obecneyeHWss CBoen  AesaATenbHOCTU ncnonb3dyet BO3MOXHOCTU  BCeX
ne4yebHO-ANArHOCTUYECKUX U BCMIOMOraTernbHbIX ﬂOﬂpaBﬁleﬂeHMVI MeOnLMHCKON OopraHm3auumn, B coctaBe KOTOp0I7I
OHa co3fgaHa.

Mpunoxexne N 2

K Mopsiaky okasaHus

MeOULMHCKON MOMOLLM nauneHTam

C BPOXAEHHBIMM U (MNKN) HacneaCcTBEHHbIMM
3aboneBaHVAMN, YTBEPKOEHHOMY
npvkasoM MuHucTepcTBa 34paBoOXpaHEHNS
Poccuiickon denepaunmn

ot 21 anpena 2022 r. N 274H

PEKOMEHAYEMbIE LUTATHbIE HOPMATUBbI
MEOUKO-TEHETUYECKOU KOHCYJIbTALUUU (LLEHTPA) <1>

<1> He pacnpocTpaHseTcsa Ha MeanUMHCKUE OpraHmM3aunm YacTHOM CUCTEMbl 30paBOOXpaHeHus.

N HanmeHoBaHMe AOMKHOCTH KonuyectBo AomKHOCTEN
n/n




MaBHbIN BpaY (3aBeyroLmm)

1 OOIMKHOCTb

Bpau-reHeTuk

3 gormkHocTM Ha 1 MH Hacernenust unm 10 Tbic.
ponaoB B rog

Bpau - nabopaTopHkI reHeTuk

2 DOMmKHOCTU Ha 1 MnH HaceneHus unm 10 Tbic.
poaoB B rog (anst obecneyeHnss LMTOreHeTUHECKMX
nccnegoBaHun);

2 JOJDKHOCTM Ha 1 MNH Hacenenust unm 10 Tbic.
ponoB B rog, (ans obecneveHus
MOMNEKYNsIPHO-TeHETUYECKMX UCCNeL0BaHNN);
2 DOMmKHOCTU Ha 1 MnH HaceneHus unm 10 Tbic.
poJoB B rog (anst obecneyeHms MaccoBoro
npeHaTanbHOro GUOXNMMNYECKOTO CKPUHUHIA);
1 porkHocTb Ha 1 MnH HaceneHnsa unu 10 Tbic.
ponoB B rog (4ns obecneveHns HeoHaTanbHOro
CKPUHWHIa Ha BPOXAEHHbIE U (1K)
HacneacTBeHHble 3a6oneBaHus);

1 pormkHocTb Ha 1 mnH HaceneHna unu 10 Tbic.
pofoB B rog (anst obecneyeHns cenekTMBHOro
CKPVHUWHIra Ha HacneacTBeHHble 3aboneBaHus
obmeHa BeLLecTB);

2 pomxHocTn Ha 20 TbIC. uccneaoBaHun B rog (4ns
obecneyeHns: pacLUMPEHHOro HeoHaTanbHOro
CKPUHUWHIra Ha BpOXAEeHHbIe 1 (Mnn)
HacneacTBeHHble 3aboneBaHus);

Bpay knuHuyeckon nabopatopHom
amnarHocTuku (6uonor)

2 JOMmKHOCTU Ha 1 MnH HaceneHus unm 10 Tbic.
poaoB B rog (anst obecneyeHnst LMTOreHeTUYeCKnX
uccnenoBaHumn);

2 JOJmKHOCTM Ha 1 MIH Hacernenust unm 10 Tbic.
ponoB B rog (ans obecneveHus
MONEKYNSIPHO-TEHETUYECKUX UCCIEeLOBaHNN);
2 DOMmKHOCTU Ha 1 MnH HaceneHus unm 10 Tbic.
poaoB B rog (anst obecneyeHms MaccoBOro
npeHaTanbHOro GUOXNMMUYECKOTO CKPUHUHTA);
1 porkHocTb Ha 1 mnH HaceneHnsa unu 10 Thic.
ponoB B rog (ons obecneveHns HeoHaTanbHOro
CKPUHWHIa Ha BPOXAEHHbIE U (1K)
HacrneacTBeHHble 3aboneBaHuns);

1 pomkHocTb Ha 1 MnNH Hacenenus unn 10 Thic.
ponoB B rog (anst obecneyeHnst cenekTMBHOro
CKPUHUWHra Ha HacneacTBeHHble 3aboneBaHus
obMeHa BeLLecTB);

2 gomkHocTn Ha 20 TbIC. ccrneaoBaHun B rog (ons
obecneyeHnst pacLUMPEHHOro HeOHaTanbHOro
CKPUHWHIa Ha BPOXAEHHbIE U (1K)
HacneacTBeHHble 3a00eBaHNs)

Bpay ynbTpasBykoBOW ANArHOCTUKM

3 pormkHoCcTU Ha 1 MnH Hacenenus unm 10 Tbic.
poaoB B rog

Bpau - akywep-rvHekonor

1 porkHocTb Ha 1 mnH HaceneHnsa unu 10 Thic.
ponaoB B rog

Bpauy-aHgokpuHonor (Bpad - AeTCKui
3HOOKPUHOIOT)

0,5 pomkHocTy;
1 gormkHocTb (npw Yncne pogos 6onee 50 ThiC. B
roa)




Bpay-HeBponor

0,5 pomxkHocTK;
1 gomkHocTb (Npw Yncne pogos 6onee 50 TbiC. B
roa)

Bpay-gueTtonor

1 DOMXKHOCTb

10.

MeauumHckmnin ncmuxonor

1 OOIMKHOCTb

11.

Crapwas meguumHckas cectpa

1 DOMXKHOCTb

12.

MenouumHckas cecTpa

1 AOMKHOCTb Ha 1 OOMKHOCTL Bpaya-reHeTUKa;
0,5 gomkHocTun Ha 0,5 gormKkHOCTH
Bpaya-aHOoKpuHomora (Bpaya - 4EeTCKOro
3HOOKpUHOrora);

1 BOMKHOCTb Ha 1 OOMKHOCTb Bpaya-HeBpOora;
1 AOMKHOCTbL Ha 1 OOMKHOCTL Bpaya
YyNbTPa3BYyKOBOW ANArHOCTUKU

13.

MeaumumHckas cectpa npoueaypHon

1 pomkHocTb Ha 1 MnH Hacenenus unn 10 Thic.
poaoB B rog

14.

AkyLuepka

1 AOMKHOCTb Ha 1 JOMKHOCTL Bpaya
akyllepa-rmHekonora

15.

MeaunumHckmii nabopaTopHbIA TEXHUK,
(MeguumnHCKNiA TEXHOMOT,
denbalwep-nabopaHT)

2 DOMmKHOCTU Ha 1 MnH HaceneHus unm 10 Tbic.
poaoB B rog (anst obecneyeHnss LMTOreHeTUHECKMX
nccnegoBaHun);

2 JOJDKHOCTM Ha 1 MNH Hacenenust unm 10 Tbic.
ponoB B rog, (4ns obecnevyeHns cenekTMBHoOro
CKPVHUWHra Ha HacneacTeeHHble 3aboneBaHus
obMmeHa BeLLecTB);

2 JoImkHOCTM Ha 1 MNH Hacernenust unm 10 Tbic.
pofoB B rog (anst obecneyeHus
MOJEKYNSIPHO-TEHETUYECKMX UCCITE4OBaHNN);
4 pomkHocTn Ha 1 mnH HaceneHns unm 10 Tbic.
ponos B rog (4na obecneveHns HeoHaTanbHOro
CKPUHWHIa Ha BPOXAEHHbIE U (1K)
HacneacTBeHHble 3aboneBaHus);

4 gormkHocT Ha 1 MnH HaceneHnus unmn 10 Tbic.
ponoe B rog (ans obecnevyeHns MaccoBoro
npeHaTanbHOro GMOXMMNYECKOTO CKPUHUHTA);
2 pomxHocTn Ha 20 ThIC. uccneaoBaHun B rog (4ns
obecneyeHns: pacLUMPEHHOro HeoHaTanbHOro
CKPUHUWHIra Ha BpOXAEeHHble U (Mnu)
HacneacTBeHHble 3aboneBaHus);

16.

JTaBopaHT

1 pomkHocTb Ha 1 MnH Hacenenusa unn 10 Thic.
poaoB B rog

17.

MeaunumHcknm cTaTtucTuK

1 OOIMKHOCTb

18.

CecTpa-xossaiika

1 OOIMKHOCTb

19.

MeguunHckun permcrtpaTop

2 OoSmKHOCTU Ha 10 ThIC. poAoOB B rog;

1 pormkHocTb Ha 50 Tbhic. poaoB B roa ans
obecneyeHnst pacLUMPEHHOro HeOHaTanbHOro
CKPUHWHIa Ha BPOXAEHHbIE U (1K)
HacneacTBeHHble 3aboneBaHnst




20. |CaHuTap 2 AomkHOCTU Ha 10 Thic. poaos
MpunoxeHne N 3
Kk MNopsigky okasaHus
MeOULMHCKOM MOMOLLM NauneHTam
C BPOXAEHHBbIMU 1 (UNN) HAacnNenCcTBEHHbIMU
3aboneBaHnsaMM, yTBEPXKOEHHOMY
npukasom MuHucTepcTBa 3apaBooxXpaHeHns
Poccuiickon depepatimm
ot 21 anpena 2022 r. N 274H
CTAHOAPT
OCHALLEHUA MEAUKO-TEHETUYECKOW KOHCYNbTALUU (LLEHTPA)
1. CTaHAapT ocHalleHus KabuHeTa Bpa4va-reHeTuKa
N n/n Kop Bupa HaumeHoBaHwue Buaa HaumeHoBaHne obopynoBaHus | Tpebyemoe
HOMEHKNaTy | MeauUMHCKOro u3genvs B (ocHaweHus) KONMYecCTBO,
pHOMN COOTBETCTBUM C LT.
Knaccudukauum HOMEHKMNaTypHON
<1> knaccudukaumen
1. | 187250 Cton ans ocmoTpa CTton ons ocmoTpa 1
TepaneBTUYECKMX TepaneBTMYEeCKMX NpoLeayp,
npoueayp, MeXaHu4ecknn <2>, <3>, <4A>
MeXaHU4YeCcKni , <4b>
187150 Cton ans ocmoTpa | CTon ans ocmoTpa 1
TepaneBTUYECKMX TepaneBTMYeckMx npoueayp, ¢
npouenyp, C NWTaHWEM | NUTAHWEM OT ceTn <2>, <3>,
OoT cetn <4A>, <4B>
187220 Crton ans ocmoTpa Cton ons ocmoTpa 1
TepaneBTUYECKMX TepaneBTMYeckMX npoueayp, ¢
npoueanyp, ¢ rMapaBnnyeckm NpMBoOLOM
rmapaBnnyecknm <2>, <3>, <4A>, <4b>
npuBOAOM
2. 1157600 PocTtomep meguumHcknin | PoctoMep MeanUnMHCKUN <2>, 1
<3> <4A>, <4b>
3. [122830 AnnapaTt ang uamepeHus | Annapar ang usMepeHus He meHee 1
apTepuanbHoro apTepuanbHOro AaBneHus
AaBreHus ANEKTPUYECKNIA C PYYHBIM
3NEKTPUYECKUI C PYYHBIM | HAFHETEHMEM, CTaLMOHAaPHbIN
HarHeTeHMEeM, <2>, <3>, <4A>, <4b>
CcTauuoHapHbIN
122850 Annapat ana namepeHus | Annapat ans namepeHns
apTepuanbHOro apTepuanbHOro AaBneHus
AaBneHus ANEKTPUYECKUIA C PYYHBIM
3NEKTPUYECKUNA C PYYHBbIM | HArHETEHUEM, NOPTATUBHbIV




HarHeTeHMeM,
NOpTaTUBHbLIN

<2>, <3>, <4A>, <4b>

239410 AnnapaT ans namepeHus | Annapat ansg nsmepeHus
apTepuansHoro apTepuansHOro AaBneHust
OaBrneHus  aHepougHbIN | aHePOUOHbIA MeXaHNYECKUN
MexaHn4ecKum <2>, <3>, <4A>, <4b>

300560 AnnapaT ans namepeHus | Annapat ansg nsmepeHus
apTepuansHoro apTepuansHOro AaBneHust
OaBrneHus  PTYTHbIR  C | PTYTHbIA C pyYHbIM
PYYHbIM HarHeTeHneMm HarHeTeHnem <2>, <3>, <4A>,

<4Bb>

213720 TepmomeTp TepmomeTp KanuNNApHLIA ANS He meHee 1
KanunnapHbIA Ons | nsmepeHusa Temnepartypbl Tena
N3MepEHUs TeMnepaTypbl | NauMeHTa, CNMpTOBON <2>,
Tena naguenTa, | <3>, <4A>, <4b>
CNMpTOBOW

126370 TepmomeTp TepmMoMeTp UHpaKpacHbIii
WH(paKpacHbI 4N ONSA U3MepeHus TeMmneparypbl
n3MepeHus TemnepaTypsbl | Tena naumeHTa, ywHonm <2>,
Tena naumeHTa, yLwHom <3>, <4A>, <4b>

184110 TepmomeTp TepmomeTp
XMOKOKPUCTANNNMYECKNA | KMOKOKPUCTANINYECKNiA 4ns
AN nauneHTa, nauveHTa, 0gHOpPa3oBOoro
OAHOPAa30BOro WCMONb30BaHNA <2>, <3>,
MCMONb30BaHuA <4A>, <4B>

126390 TepmomeTp TepmomeTp nHdpakpacHbii
WH(paKpacHbI 4ns ONS U3MepeHus TeMmneparypbl
M3MepeHna TemnepaTypbl | Tena naumeHTa, KOXHbIN <2>,
Tena nauueHTa, KoXHbin | <3>, <4A>, <4b>

266210 TepmomeTp TepMOMETP 3NEKTPOHHLIN AN
SNEKTPOHHbIV ANA neprmoanyecKoro u3MepeHust
nepmogn4ecKkoro TemnepaTypbl Tena nayueHTa
n3MepeHus TemnepaTypsbl | <2>, <3>, <4A>, <4b>
Tena nawuueHTa

300390 TepmomeTp C LiBETOBOM | TepMOMETp C LLBETOBOW
MHOVKaumen ons MHOMKauMen onsa nayyueHTa
nagueHTa <2>, <3>, <4A>, <4b>

335240 TepmomeTp TepMoMeETp KanunAapHbIA A4ns
KanunnsipHbIA ONd | uamepeHus TemnepaTypbl Tena
n3MepeHus TemnepaTypbl | NauMeHTa, Ha OCHOBE CryiaBa
Tena nauueHTa, Ha | rannua <2>, <3>, <4A>, <4b>
OCHOBe cnriaBa rannus

339240 TepmomeTp TepmomeTp
XVOKOKPUCTANNNYECKNA | XKMOKOKPUCTANINYeCcKni Ans
AN naumeHTa, naumeHTa, MHOropasoBoro
MHOropasoBoro NCNonb30BaHua <2>, <3>,

MCNoJ1ib30BaHUA

<4A>, <4B>




358080

TepmomeTp
WH(ppakKpacHbIn Ang
N3MepeHUst TemnepaTypbl
Tena naumeHTa,
YLLHOW/KOXHbIN

TepmomeTp NHdPaKpacHbIN
ONst U3MepeHust TemnepaTtypbl
Tena nauueHTa,
YLIHOW/KOXHbBIN <2>, <3> <4A>
. <4B>

5. (105620 JleHTa nameputensHas, | JleHTa nsameputenbHas, He meHee 1
MHOropa3oBoro MHOropas3oBOro
Mcnonb3oBaHus MCNoNb30BaHus <2>, <3>,
<4A>, <4B>
6. |152690 Ouunctutens Bo3gyxa Ounctutens Bo3gyxa He meHee 1
PUnbTPyoLWNA PUnNbLTPYOLLUIA
BbICOKO3(O(PEKTUBHbIN, BbICOKO3(PEKTUBHBIN,
nepeasmxHON nepenBmxHON <2>, <3>, <4A>,
<4B>
7. 184200 LLnpma npukpoBaTHas LLnpma npukpoBaTHas <2>, He meHee 1
<3> <4A>, <4b>
8. |258800 Becbl HanonbHbIe, Becbl HanonbHbIE, He meHee 1
ANEKTPOHHbIE ANEKTPOHHbIE <2>, <3> <4A>
<4Bb>
258840 Becbl HanonbHbIE, Bechbl HanonbHbIE,
MexaHun4eckune MexaHudeckme <2>, <3>, <4A>
, <4b>
9. 1233210 Becbl pgns  mnapeHueB | Beckl ansg mnageHues He menee 1
ANEKTPOHHbIE 3MEKTPOHHbIE <2>, <3>, <4A>,
<4Bb>
10. | 124550 CteTocKkon CreTockon He meHee 1
HeaBTOMaTMU3MPOBaHHbIA | HEaBTOMATU3NPOBAHHbBIN <2>,
<3>, <4A>, <4b>
11. | 123680 KoHTelHep Ons oTxonos .
P A A KoHTenHep <2>, <3>, <4A>,
c Ovonoruyeckumm <4B> He meHee 1
3arpsA3HeHUAMU
12. | 185890 KoHTelHep ans KoHTenHep ans
cTepunusaunn/gesnHde | ctepunusauuun/gesnHdekummn,
KUWWN, MHOrOpa3oBoro MHOropa3oBOro He meHee 1
MCMNONb30BaHUs NCNONb30BaHusa <2>, <3>,
<4A>, <4B>
JononHutenbHoe OCHalleHue
N n/n HanmeHoBaHne o6opyaoBaHus (OCHaLLEHWS) Tpebyemoe
KONMYecTBoO,
wT.

ABTOMaTU3NpOBaHHOE paboyee MeCTO Bpaya, OCHALLEHHOe MEepPCOoHaNbHbLIM

KOMMbKTEPOM C BbIXOOOM B I/Iqu)OpMaLLI/IOHHO-TeJ'IeKOMMyHI/IKaLLI/IOHHyIO ceTb

"MiHTepHeT" n nctouHnkom 6ecnepebonHoro NnutaHusa <2>, <3>, <4A>, <4b>




[NeneHanbHbIN cTON <2>, <3>, <4A>, <4b>

3. KoHanuunoHep <2>, <3>, <4A>, <4b> 1
4. ABTOMaTM3UpOBaHHas CcUCTEMa [OUArHOCTUKM  CUHAPOMAsnbHbIX  dOpPM 1
3aboneBaHun <2>, <3>, <4A>, <4b>
2. CtaHpapT ocHalleHUs npouenypHoOun
N n/n Kop Bupa HaumeHoBaHwue Buaa HaumeHoBaHue obopygoBaHus | Tpebyemoe
HOMEHKNaTy | MeauUMHCKOro u3genvs B (ocHaweHus) KOIMMYecTBoO,
pHoOW COOTBETCTBUM C wT.
Knaccudukaumm HOMEHKMaTypHON
MeOMNLMHCKNX Knaccudpmkauuen
m3genun <1> MeONLIMHCKNX N30enumn
1. 187250 Cton ansa | Cton gnsa 1
ocMmoTpal/TepaneBTuye OCMOTpa/TepaneBTUYECKNX
CKMX npoueayp npoueayp <2>, <3>, <4A>,
<4B>
187150 Cton ansa | Cton gns
ocMmoTpal/TepaneBTuye OCMOTpa/TepaneBTUYECKNX
CKNx npoueayp, C | npouenyp, C NMMTaHNEM OT CEeTU
nATaHNeM OT ceTn <2>, <3>, <4A>, <4Bb>
187220 Cton ansa | Cton gnsa
ocMmoTpal/TepaneBTuye OCMOTpa/TepaneBTUYECKNX
CKNx npoueayp, C | npoueayp, € rMapaBIn4ecKum
rmapaBnnyecKnm NPUBOLAOM <2>, <3>, <4A>,
npuBoaoM <4B>
2. 188320 IMocT ceCTpUHCKMIA CTon ons nekapCTBEHHbIX He meHee 1
npenapaToB <2>, <3>, <4A>,
<4B>
137590 Tenexka ans | Tenexka ona MmeankamMeHToB
MeOVUKaMeHTOB <2> <3> <4A>, <4b>
202390 Tenexka MeauuuHckas | Tenexka meamuuHckas
YHMBepcarnbHas YHMBEpCanbHas <2>, <3>,
<4A>, <4B>
3. 261620 XonogunbsHUK XonogunbHWK nabopaTopHbIN, He meHee 1
nabopaTopHbIi, CTaHOAPTHbIN <2>, <3>, <4A>,
CTaHOapPTHbIN <4b>
4. 139690 Wkad pgna  xpaHeHus | Lkad ansa xpaHeHus He meHee 1
NeKapCTBEHHbIX CPeaCTB | MeKapCTBEHHbIX CPeACTB <2>,
<3>, <4A>, <4b>
5. 152690 Ounctutenb Bo3ayxa | Ounctutens Bo3gyxa He meHee 1
uUnbTPyoLWnA PUnNbLTPYOLLUIA
BbICOKO3(PEKTUBHBIN, BbICOKO3(PHEKTUBHBIN
nepeasmxkHON nepenBmxHON <2>, <3>, <4A>,

<4B6>




131980 Ob6nyyvatensb Obnyvatenb He meHee 1
ynbTpacnoneToBbIN yNbTpadnoneToBbIn
OakTepuunaHbI OakTepuuMaHbIn <2>, <3>,
<4A>, <4B>
347590 Cuctema pgesuHdekuun | Cuctema gesnHdekumun
nomeLleHus nomeLLeHus
ynbTpacdnoneToBbiM ynbTpadnoneToBbiM CBETOM
CBETOM <2>, <3>, <4A>, <4b>
361300 Ob6nyyvatensb Obnyvatenb
ynbTpadnoneToBbIn ANS | ynbTpagunoneToBbIn ANs
doToTepanun/agesnHge | potoTepanun/gesamHdeKrLmm
KUK OKpYXaloLLen | oKpyxatoLen cpefpbl <2>, <3>,
cpeqpbl <4A>, <4b>
375930 Ounctutens Bo3gyxa | Ounctutens Bo3gyxa
ynbTpaduoneToBbIn ynbTpaduoneToBbIn <2>, <3>,
<4A>, <4B>
122830 AnnapaT ans naMmepeHus | Annapat gnsg nsmepeHus He meHee 1
apTepuanbHOro apTepuansHOro AaBneHust
AaBneHus 3ANEKTPUYECKNIA C PYYHBIM
3MNEKTPUYECKUI C PYYHBIM | HAFTHETEHWEM, CTaLMOHAPHBIN
HarHeTeHneM, <2>, <3>, <4A>, <4b>
CTauNOHapHbIN
122850 Annapat ana namepeHus | Annapat ans namepeHns
apTepuanbHOro apTepuanbHOro AaBneHus
AaBreHns ANEKTPUYECKNIA C PYYHBIM
3NEKTPUYECKUN C PYYHBIM | HAFHETEHWEM, NOPTATUBHbIV
HarHeTeHMeM, <2>, <3>, <4A>, <4b>
nopTaTuBHbIN
239410 Annapat ana namepeHus | Annapat ansa namepeHns
apTepuanbHOro apTepuanbHOro AaBneHus
AaBreHnss  aHepouOHbIN | aHEePOUAHbIA MeXaHNYeCcKui
MeXaHU4eCcKni <2>, <3>, <4A>, <4b>
300560 Annapat ana namepeHus | Annapat ansa namepeHns
apTepuanbHOro apTepuanbHOro AaBneHus
AaBreHnss  PTYTHbIN  C | PTYTHBIN C PYYHbIM
PY4YHbIM HarHeTeHNeM HarHeTeHnem <2>, <3>, <4A>,
<4B>
213720 TepmomeTp TepmomMeTp KanunNApHbLIN AN He meHee 1
KanunnsipHbIA ans | nsmepeHua Temnepartypbl Tena
n3mMepeHnsa Temnepatypsbl | nauMeHTa, CnMpToBOMn <2>,
Tena nagyueHTa, | <3>, <4A>, <4b>
CNMpTOBOW
126370 TepmomeTp TepmomeTp nHdpakpacHbIn
WH(paKpacHbIi ans | ang namepeHus Temnepartypbl
N3MepPEHUs TeMnepaTypbl | Tena naumeHTa, yLIWHoOnm <2>,
Tena nauueHTa, yLWHON <3>, <4A>, <4b>
184110 TepmomeTp TepmomeTp

XngKoKpuctaninyecku n

)I(M,EI,KOKpI/ICTaJ'IJ'IW-IeCKI/IIZ anda




ansa naumneHTa,

nauyneHTta, ogHopa3oBoro

OAHOPAa30BOro MCMONb30BaHnA <2>, <3>,
MCNONb30BaHus <4A>, <4b>
126390 TepmomeTp TepmomeTp nHdpakpacHbIn
MHpaKpacHbIn ans | ang nsmepeHus Temneparypbl
N3MepPEHUs TeMnepaTypbl | Tena naumneHTa, KOXHbIA <2>,
Tena naumeHTa, KOXHbIn | <3>, <4A>, <4b>
266210 TepmomeTp TepMoMeTp 9NeKTPOHHbIN Ans
3NEKTPOHHbLIN Ons | nepuognyecKkoro namepeHus
nepmoan4eckoro TemnepaTypbl Tena nayueHTa
M3MepeHnsa TemnepaTtypsbl | <2>, <3>, <4A>, <4b>
Tena nayueHTa
300390 TepmomeTp € uBeToBOM | TepMOMETp C LBETOBOW
nHOuKaumnen Ons | tHankauuen ons nauneHTa
nagueHTa <2>, <3>, <4A>, <4b>
335240 TepmomeTp TepmomeTp KanuNNApHLIA AN
KanunnsapHbINA Ons | nsmepeHusa Temnepartypbl Tena
N3MepeHns TemnepaTypbl | NauMeHTa, Ha OCHOBE CryiaBa
Tena nauueHTa, Ha | rannua <2>, <3>, <4A>, <4b>
OCHOBE CcniaBa rannmsi
339240 TepmomeTp TepmomeTp
XUOKOKPUCTAINMYECKNA | XKUAKOKPUCTANNNYeCcKUin ans
ans naumneHTa, | nauneHTa, MHOropasoBoro
MHOropasoBoro NCNONb30BaHUs <2>, <3>,
MCMONb30BaHuA <4A>, <4B>
358080 TepmomeTp TepmomeTp nHdpakpacHbii
WH(paKpacHbI ans | ans nsmepeHus Temneparypbl
n3MepeHnsa TemnepaTypsbl | Tena naumeHTa,
Tena naumneHTa, | yLUHOW/KOXHbIN <2>, <3>, <4A>
YLLIHON/KOXHbIN , <4b>
9. 124550 CreTockon CTteTtockon He meHee 1
HeaBTOMaTU3UPOBaHHbIA | HEaBTOMATU3NPOBAHHbBIN <2>,
<3>, <4A>, <4b>
10. 210370 Kryt Ha XKryT Ha BEPXHIOH/HWXKHIOH He meHee 1
BEPXHIO/HKHIOK KOHEYHOCTb, MHOropa3oBOro
KOHEYHOCTb, NCNONb30BaHUs <2>, <3>,
MHOropasoBoro <4A>, <4b>
NCnonb30BaHUA
11. 123680 KoHTenHep ana oTxoaos KoHTeiiHep <25, <3>, <4A>, He menee 1
c ouonormyeckumm <4B>
3arpsA3HeHnaAMU
12. KoHTelHep ans KoHTenHep ans He menee 1
cTepunusaumn/gesnHdege | ctepunusauun/gesvHdexkumnn,
185890 KUUK, MHOrOpa3oBoro MHOropasoBoro
MCNONb30BaHUSA MCMNONb30BaHus <2>, <3>,

<4A>, <4B>




apTepuarnsHoro
AaBreHust
3MNEKTPUYECKUIA C PYYHbBIM
HarHeTeHneM,

apTepuanbHoro gasneHus
ANEKTPUYECKUA C PYIHBIM
HarHeTeHnMeM, CTauMOHapHbIV
<2>, <3>, <4A>, <4b>

13. 108730 LWraTtmne onsa npobupok LWraTte ansa npobnpok <2>, He meHee 1

<3>, <4A>, <4b>

14. | 293420 Mpobupka BakyymHas | [lpobupka BakyymHas gnsi | Heobxogumoe

ana  B3sATMA  00pasuoB | B3ATMA obpasuoB kpou WMBL,| konmyecTBo
KpoBU mB[, C|C aHTuKoarynaHtom <2>, <3> | wu3 pacuyeTta

aHTMKoarynaHTom <4A>, <4b> yncna
pOXOEHUN

JononHuTenbHOe oCHalweHue
N n/n HaumeHoBaHne obopyaoBaHus (OCHaLLEHNS) Tpebyemoe
KONM4ecTBO,
LT,

1. ABTOMaTM3NPOBaHHOE paboyee MECTO MEeAULIMHCKOW CECTpbl, OCHALLEHHOE 1
nepcoHarnbHbIM KOMMbIOTEPOM c BbIXOA0M B
WHOPMaLIMOHHO-TENEKOMMYHUKALUMOHHYO ceTb "VIHTepHeT" U UCTOYHMKOM
OecnepebonHOro NUTaHua <2>, <3>, <4A>, <4b>

2. KoHauumoHep <2>, <3>, <4A>, <4b> 1

3. CTaHpapT ocHaweHUsA KabMHeTa MOHUTOPUHra
BPOXAEHHbIX MOPOKOB pa3BUTUS
N n/n Koo Buaa HanmeHoBaHue Buaa HaunmeHoBaHne obopynoBaHus | Tpebyemoe
HOMEHKNaTy | MeauUMHCKOro u3genvs B (ocHaweHus) KONNYeCTBO,
pHOWN COOTBETCTBUM C LwT.
Knaccudukaumm HOMEHKNaTypHoOM
MeaNLIMHCKNX Knaccudukaumen
m3genun <1> MeONLIMHCKNX N30enumn
1. | 187250 Cton ans Cton ans 1
ocMmoTpal/TepaneBTuye OoCMOTpa/TepaneBTUYECKNX
CKMX npoueayp, npoweayp, MexaHu4eckun <2>,
MEXaHNYeCKNN <3>, <4A>, <4B>
187150 Cton ans Cton ans
ocMmoTpal/TepaneBTuye oCMOTpa/TepaneBTUYECKNX
CKMX nmpouenyp, ¢ npoweayp, C NUTaHNEM OT CETU
nuTaHnem oT ceTun <2>, <3>, <4A>, <4b>
187220 Cton ans Cton ans
ocmoTpal/TepaneBTude OoCMOTpa/TepaneBTUYECKNX
CKMX npouenyp, ¢ npoweayp, ¢ rmapaBnn4yeckum
rmapasnnyeckmm npuBoaOM <2>, <3>, <4A>,
npuBoaoM <4b>
2. | 157600 Poctomep meguumHckmin | Poctomep MeguuUHCKnin <2>, 1
<3>, <4A>, <4b>
3. | 122830 Annapat gns usmepenus | Annapat ans namepeHus He meHee 1




CTauMoHapHbIN

122850 Annapat gns usmepeHus | Annapat ans namepeHuns
apTepuanbHOro apTepuansHOro gaBneHnst
AaBneHus ANEKTPUYECKUIA C PYYHBIM
3ANEKTPUYECKUN C PYYHBbIM | HArHETEHUEM, NOPTATUBHbIV
HarHeTeHnem, <2>, <3>, <4A>, <4b>
NOpTaTUBHbLIN

239410 Annapat onsa uamepexus | Annapat onsg usmepeHus
apTepuansHoro apTepuansHOro AaBneHust
AaBIeHVst aHEPOUAHBIN | aHEPOVAHbI MEXaHUYECKUIA
MeXaHU4YeCcKuin <2>, <3>, <4A>, <4b>

300560 Annapat onsa uamepexus | Annapat onsg usmepeHus
apTepuansHoro apTepuansHOro AaBneHust
OaBIEeHNsA PTYTHbIV C PTYTHBIA C PYYHbIM
PYYHbIM HarHETEHNEM HarHeTeHnEM <2>, <3>, <4A>,

<4B>

213720 TepmomeTp TepmMoMeTp KanUNNApPHbIN AN He meHee 1
KanunnsipHbIn ONS | 3aMepeHust TemnepaTypbl Tena
N3MepeHus TemnepaTypbl | NauMeHTa, CNMpToBON <2>,
Tena nayuenTa, | <3>, <4A>, <4b>
CNMpTOBOM

126370 TepmomeTp TepmomeTp nHdpakpacHbii
WH(paKpacHbIn 4nd | 4ns nsmepeHnst Temneparypbl
M3MepeHna TemnepaTtypsbl | Tena nauueHTa, YLWHOn <2>,
Tena nayueHTa, yLHON <3>, <4A>, <4b>

184110 TepmomeTp TepmomeTp
XVOKOKPUCTANNYECKNA | KMOKOKpUCTaNINYeCcKni Ans
ans nauMeHTa, | naumeHTa, ogHOpPa3oBoOro
OAHOPa30BoOro MCMNONb30BaHNA <2>, <3>,
MCMONb30BaHUA <4A>, <4B>

126390 TepmomeTp TepmomeTp nHdpakpacHbIn
MHpaKpacHbIn Ons | Ana namepeHus Temnepartypbl
n3MepeHnsa TemnepaTypsbl | Tena naumeHTa, KOXHbINn <2>,
Tena nauueHTa, KoXHbln | <3>, <4A>, <4b>

266210 TepmomeTp TepMOMETP 3NEKTPOHHLIN AN
SNEKTPOHHBbIN ONd | NepMognyecKoro naMmepeHnst
nepmoan4eckoro TeMmnepaTypbl Tena nauyMeHTa
U3MepeHus Temnepartypbl | <2>, <3>, <4A>, <4b>
Tena nawuueHTa

300390 TepmomeTp C LBeTOBOW | TepmMoMETp C LBETOBON
VHAMKaumnen [ns | vHankaumnen ons naumeHTa
nagueHTa <2>, <3>, <4A>, <4b>

335240 TepmomeTp TepMomeTp KanunnapHbli a4ns
KanunnspHbIA ONd | usamepeHus TemnepaTypbl Tena

N3MepeHUs TemnepaTypsl
Tena  nauueHTa, Ha
OCHOBe crnnaBsa rannus

naumeHTa, Ha OCHOBE cnnaea
rannua <2>, <3>, <4A>, <4b>




339240 TepmomeTp TepmomeTp
XNOKOKPUCTaNNNYECKUI | XKUOKOKPUCTANNMYECKii ans
ans nauueHTa, | nauneHTa, MHOropasoBoro
MHOropa3oBOro MCNONb30BaHus <2>, <3>,
MCNOMb30BaHUSA <4A>, <4b>
358080 TepmomeTp TepmomeTp WH(ppakpacHbIn
WH(paKpacHbIi ONnsa | ona M3MepeHus Temnepartypbl
N3MepeHus Temnepatypbl | Tena naumeHTa,
Tena naumneHTa, | yLUHOW/KOXHbIN <2>, <3>, <4A>
YLLIHOW/KOXHbIN , <4b>
5. 1105620 JleHTa nameputenbHas, |JleHTa nameputenbsHas, He meHee 1
MHOropa3oBOro MHOropa3oBOro
MCNOMb30BaHUSA MCMNONb30BaHNA <2>, <3>,
<4A>, <4B>
6. |152690 OuuncTturtenb Bo3ayxa | Ounctutens Bo3ayxa He menee 1
PUnbTPyOLWNA PUNLTPYOLLUIA
BbICOKO3(O(PEKTMBHbIN, BbICOKO3(hPEKTUBHBIN
nepeasmxHON nepeaBwKHON <2>, <3>, <4A>,
<4B>
7. 1184200 LLnpma npukposaTHas LLnpma npukpoBaTHasa <2>, He meHee 1
<3>, <4A>, <4b>
8. |258800 Becbl HanonbHbIE, Bechbl HanonbHbIE, He meHee 1
3NEKTPOHHbIE ANEKTPOHHbIE <2>, <3>, <4A>,
<4Bb>
258840 Becbl HanonbHbIe, Becbl HanonbHbIE,
MexaHundeckune MexaHudeckme <2>, <3>, <4A>
, <4b>
9. 233210 Becbl ans mnageHues, | Becbl ansg mnageHues He meHee 1
ANEKTPOHHbIE ANEKTPOHHbIE <2>, <3>, <4A>,
<4B>
10. 124550 CteTocCKonN CreTockon He meHee 1
HEeaBTOMAaTM3MPOBAHHbIN | HEABTOMATU3NPOBAHHbIN <2>,
<3>, <4A>, <4b>
11. 123680 KoHTenHep aona oTxogos o He meHee 1
b A A KoHTeiiHep <2>, <3>, <4A>,
c Ononornyeckumm <4B>
3arpsA3HeHnaAMU
12. 185890 KoHTeliHep ons | KoHtenHep ansi| He meHee 1
cTepunusaumn/gesnHege | ctepunusauun/gesvHdexkumnn,
KUK, MHOropa3oBOro | MHOropa3oBoro
MCMONb30BaHUA ncnonb3oBaHua  <2>, <3>,
<4A>, <4B>
JononHutenbHoe OCHaleHue
N n/n HanmeHoBaHne o6opyaoBaHus (OCHaLLEHWNS) Tpebyemoe
KONMYecTBoO,

T,




ABTOMaTM3MpoBaHHOe pabodee MecTo Bpaya, OCHaLlEHHOE MepPCOHasrbHbIM
KOMMbIOTEPOM C BbIXOAOM B MH(POPMALIMOHHO-TENEKOMMYHUKALMOHHYHO CeTb
"MIHTepHeT" n ncTtouHnkom 6ecnepebonHoro NnuTaHmsa <2>, <3>, <4A>, <4b>

2. [NeneHanbHbIV cTON <2>, <3>, <4A>, <4Bb> 1
3. KoHguumoHep <2>, <3>, <4A>, <4b> 1
4. ABTOMAaTM3MpOBaHHAs CMCTEMA ANArHOCTMKN CUHOPOMAarbHbIX hopMm 1
3aboneBaHun <2>, <3>, <4A>, <4b>
4. CTaHpapT OCHaLLleHUsA LMToreHeTu4Yeckon naboparopum
N n/n Koo Buaa HanmeHoBaHue Buaa HanmeHoBaHue obopynoBaHusi | Tpebyemoe
HOMEHKNaTy | MeaMUMHCKOro n3genuvs B (ocHaweHus) KOINNYECTBO,
pHON COOTBETCTBUM C LT,
Kknaccudmkaumm HOMEeHKNaTypHON
MeaNLIMHCKNX Knaccudukaumnen
nsgenum <1> MeaNLIMHCKUX U3genum
1. 262800 Mwukpockon cseToBow | Mukpockon CBETOBOW Mo
dnyopecLeHTHbIN hNyopecuUeHTHbIN, Konu4yecTtsy
nccnegoBaTenbCcKkoro  krnacca | paboumnx mect
ans CBETOBOIO n
oIII0OPECLIEHTHOrO aHanusa ¢
nporpaMmHbiM  obecnevyeHnem
ans BBOAA M  aHanusa
nsobpaxeHuns <2>, <3>, <4A>,
<4B>
2. 157950 Mwkpockon Mwukpockon He meHee 1
CTEepPeOCKONMYECKII CTEepPeOCKONMYECKnI (npwm
npoesefeHun B nabopatopum
npeHaTtanbHown
LMTOreHeTn4YecKom
OnarHocTukmn) <3>, <4A>, <4b>
3. 136360 Mukpockon ceeToBow | Mukpockon CBETOBOW, Mo
CTaHOAapPTHbLIN YHUBepcanbHbIf KOnuyecTay
nccnegoBaTenbCKkoro  krnacca | paboumnx mect
O CBEeTOBOrO aHanmMsa ¢
BMaeokamepom "
nporpaMmHbiM  obecnevyeHnem
ans BBOAA M  aHanusa
n3obpaxeHuns <2>, <3> <4A>,
<4B>
4, 234440 AHanunzatop  6Guoumnos | Komnnekt obopypoBaHust gnsi| He meHee 1
VB[ aBTOMaTHUYECKUN nNpo6onoaroToBKM 7]
npoBegeHus XPOMOCOMHOIO
MUKPOMaTPUYHOTO aHanusa
<4A>, <4b>
234450 AHanunzatop  6uoumnos | AHanusaTtop Ouounnos WB[,
mB[, nonyasToMaTU4eCKui <4A>,
nonyasTomMaTU4EeCKUN <4b>




5. 228180 Bokc namuHapHbIv JlamuHapHbIi wkad <2>, <3>,| He meHee 1
<4A>, <4B>
6. 173090 Crepunusatop Ctepynusatop cyxoxapoBbli| He meHee 1
CyX0XKapoBOW <2>, <3>, <4A>, <4b>
7. 185950 Cucrema Ouctnnnatop <2>, <3>, <4A>, 1
ONCTUNNSILUOHHOMN <4b>
OYMCTKN BOAbI
Bugnctunnatop <2>, <3>, 1
<4A>, <4B>
8. 305950 Kamepa moposunbHas MoposunbHas kamepa <2>,| He meHee 1
<3>, <4A>, <4b>
9. 352570 XonoaunbHUK/MOPO3unb | XonoaunbHUK — AByXKamepHblv | He meHee 1
Hasi Kamepa onsa | <2>, <3>, <4A>, <4b>
naboparopum
10. |260430 LleHTpudpyra HactonbHas | LleHTpudpyra HactonbHas c¢| He meHee 1
o6LLero HasHa4eHus poTtopom ans npobupok ot 15
0o 50 Mn 1 BakyTenHepoB <2>,
<3>, <4A>, <4b>
214590 LleHTpudpyra LleHTpudpyra umtonormyeckas
uutonoruyeckasi <2>, <3>, <4A>, <4b>
11. | 234420 Becbl Becbl MUKpoaHanutuyeckne | He meHee 1
MUKpOaHanuTuyeckue ANEKTPOHHbIE <2>, <3> <4A>,
<4B>
12. 165080 pH-meTp pH-meTp <2>, <3>, <4A>, <4b>| He meHee 1
13. | 248410 LleHTpudpyra ans | Uentpudpyra HactonbHas c¢| He meHee 1
MUKpOoObGpasLIoB pOTOPOM Ans MUKPOMNpPOOMPOK
obbeMoM 00 2 Mn <2>, <3>,
<4A>, <4b>
14. 261430 BaHs BoasiHas | BoasiHaa 6aHa <2>, <3>, <4A>, | He meHee 1
nabopartopHas <4b>
261300 BaHs BOOsSIHaAs
nabopartopHas co
BCTPAXMBaHMEM
15. 1261720 TepmocTaTt TepmocTaT cyxoBo3ayLWHbI 0T | He meHee 1
nabopaTopHbIi 37 °C po 90 °C <2>, <3>,
<4A>, <4B>
260410 Wkadp cywunbHbi | LWkadp  cywwmnbHein  obuiero
obLero HasHavyeHus HasHayeHust <2>, <3>, <4A>,
<4B>
16. 248590 YCTPOWCTBO [Ana  CyLKW | QnekTpuyecknin  ctonuk  ans | He meHee 1
NPEeAMETHBIX CTEKON nogorpesa NPeaMETHbIX

cTekon <2>, <3>, <4A>, <4b>




17. 152690 Ounctutens Bo3ayxa | Ounctutenes Bosagyxa | W3 pacueta
GuUnbTpyoLWniA PUnNbTPYOLLMIA MOLLLHOCTU U
BbICOKO3(O(PEKTMBHbIN, BbICOKO3(PEKTUBHBIN, nnowaamn
nepeasmxHON nepenBmxHON <2>, <3>, <4A>,
<4B>
18. 131980 Ob6nyyaTtenb Ob6ny4yaTenb N3 pacueTta
ynbTpaduoneToBbIn ynNbTpadnoneToBbIn MOLLHOCTU U
OakTepuunaHbI OakTepyumgHbin ~ <2>,  <3>, nnowaamn
<4A>, <4B>
347590 Cuctema pesuHdekumm | Cuctema aesnHdekunm
nomMeLleHums nomeLleHuns
ynbTpacdnoneToBbiM ynbTpacuoneToBeiM  CBETOM
CBETOM <2> <3>, <4A>, <4b>
361300 Ob6nyyaTtenb Ob6ny4yaTenb
yneTpaduoneToBbln And | ynbTpadroneToBbIn ans
doToTepanuu/gesnHege | pototepanun/gesnHdexkunm
Kumnm OKpY>KaloLLEeN | OKpyKatoLlen cpedpl <2>, <3>,
cpenbl <4A>, <4b>
375930 OuncTtutenb Bosayxa | Ouncrtutens BO3ayxa
yneTpaduoneToBbIn ynbTpaduoneToBbin <2>, <3>,
<4A>, <4B>
19. 181470 Lkad BbITSKHOM Wkad BbITSKHOM <2>, <3>, | He meHee 1
<4A>, <4B>
20. 124480 NMuneTka mexaHnyeckas
292310 MnneTka anekTpoHHas
MuneTtka  anNeKTpOHHas,
292320
OAHOMYHKUNOHanNbHas Komnnekr aBTOMaTUYECKNX
[03aToOpOoB nepemMeHHOoro Mo
292390 MukponuneTka obbema (aBTOMaTMYECKMX | KONMUYECTBY
3NEKTPOHHas nuneTok) <2>, <3>, <4A>,| pabouyux mect
<4B>
MukponuneTka
380120 MexaHudeckas B[
124540 MukponuneTka
MexaHuyeckas
21. KoHTenHep ansa oTxoaos .
123680 c Buonornyeckumm EZELEMHep <27, <3, <4h>, He meHee 1
3arpsA3HeHnaAMU
22. KoHTeliHep ons | KoHtenHep ansi
cTepunusauun/gesvHdege | ctepunusauun/gesmHagexkumn,
185890 Kumu, MHOropasoBOro | MHOropas3oBoro He meHee 1
MCnonb30BaHus ucnomnb3oBaHua  <2>,  <3>,

<4A>, <4B>




23.

108730 LWraTtmne onsa npobupok Wratme ana npobupok <2>,

<3>, <4A>, <4b>

Mo
KONnnyecTBy
paboymx mecT

24.

339410 Nukybatop ans
rmbpugusauun/geHatypa
UMM  Ha  nNpeaMEeTHOM

ctekne 1B

Mpnbop Aana AgeHatypauuu
(rmbpuamsauun in  situ) (npu
NCNosb30BaHUN B
nabopartopuu TEXHOMNOrm
donoopecLEHTHOM
rmbpugnsaumm in - situ)
<4A>, <4B>

<3>,

He meree 1

25.

BopTekc (BcTpsaAxuBaternb) Ans
npo6onoarotoekn OHK-3oHOoB
(mpw NCNosib30BaHUN B
naboparopuu TEXHOMormm
driroopecLeHTHON
rmbpugmsaumm in - situ)
<4A>, <4b>

Bctpsxusartens

261700 nabopaTopHbI

<3>,

Mo
KONnn4ecTBy
paboymx mecT

JononHutenbHoe oCHaweHue

N n/n

HaumeHoBaHne obopyaoBaHus (OCHaLLEHNS)

Tpebyemoe
KONM4YecTBoO,
LuT.

ABTOMaTU3NpOBaHHOE paboyee MeCTO Bpaya, OCHaLLEHHOe NepcoHanbHbIM
KOMMbIOTEPOM C BbIXOAOM B MHOPMALIMOHHO-TENEKOMMYHUKALMOHHYHO CETb
"MIHTepHeT" n NCToYHUKOM BecnepeboiHoro NuTaHusa <2>, <3>, <4A>, <4b>

ABTOMaTM3NpPOBaHHas cucrtema aHanusa n3obpaxxeHun (ans
KapuoTunupoBaHus M ansg nI0OPECLEHTHOro aHanu3a XpoMOCOoM) <3>,
<4A>, <4B>

ABTOMaTMyeckun cbopmuk metadas, NPoBOAALLMN (DUKCALMIO KIETOYHbIX
KynbTyp <3>, <4A>, <4b>

ABTOMaTM3NpOBaHHasA cuctema noncka n potorpadmpoBaHmsa metadas ans
KapuoTunupoBaHusa <3>, <4A>, <4b>

ABTOMaTM3MpoOBaHHasi cuctema nomcka u dortorpacdmpoBaHms metadas ans
rilyopecLIeHTHOro aHanmnsa XpoMocom <3>, <4A>, <4b>

ABTOMaTM3npoBaHHas cuctema
KapuotunupoBaHusa <3>, <4A>, <4b>

aHanusa n3obpaxeHun ans

ABTOMaTM3NPOBaHHas cuctema aHanusa n3obpaxeHun
GryopecLIEeHTHOrO aHanmM3a XpoMocoMm <3>, <4A>, <4b>

ans

ABTOMaTM3UpOBaHHas cuUcCTeMa aHanusa pesynbTaToB MWUKPOMAaTPU4HOrO
aHanusa <4A>, <4b>

WcTouHuk 6ecnepeboriHoro nutaHma <3>, <4A>, <4b>

Mo
Konn4yecTtBy
aHann3aTopoBs




XpomaTorpad/aHanuaa
Top

10. Mo
Meb6enb nabopatopHasi (KoMNNekT) <2>, <3>, <4A>, <4b> KonunyecTty
pabounx mecT
11. KoHguumoHep <2>, <3>, <4A>, <4b> Mo
KonunyecTty
nomMeLLeHnmn
5. CTaHgapT ocHaweHust nabopaTopun HeoOHaTaNnbLHOrO CKPUHUHrA,
B TOM YMCIie pacLUIMPeHHOro HeoHaTanbHOro CKPUHUHIA
N n/n Koo Buaa HanmeHoBaHue Buaa HaunmeHoBaHne obopynoBaHus | Tpebyemoe
HOMEHKNaTy | MeauUMHCKOro u3genvs B (ocHaweHus) KOITMYeCTBO,
pHOWN COOTBETCTBUM C LwT.
Knaccudukaumm HOMEHKNaTypHoOM
MeaNLIMHCKNX Knaccudukaumen
m3genun <1> MeONLIMHCKNX N30enumn
1. 341870 ABTOMaTU4eckoe MaHuyep ons BoiOMBaHUS He menee 2
YCTPONCTBO OnNs | BbICYLLEHHbIX 06pas3sLioB KpoBU
NoArOTOBKU 06pa3suoB | M3 TecT-6naHkoB <3>, <4A>,
CYXMX MATEH KPOBU <4b>
2. 261550 AHanusatop Buoxmmunyeckun aHanmnsaTop ¢ He meHee 2
Broxumudecknii nporpamMmmHbiM obecrneyeHnem
MHOXECTBEHHbIX N KOMMMEKTOM
aHannToB  KNUHWUYECKOW | BCMOMOraTesibHOro
XUMUN MBL, | obopynoBaHMsa ans CKpUHUHIa
nabopaTopHbIi, HeJoCTaTOYHOCTU
aBTOMaTU4eCcKni OMOTUHNAA3bI, BPOXOEHHOrO
rmnoTmpeoasa,
a[lpeHOreHnTanbHoro
cvHApOMa, MyKOBMCLMA03a
ranaktosemmm <3>, <4A>,
<4B>
261770 AHanusatop AHanusatop 6ruoxrMmyeckmn
OMOXNMUNYECKINIA MHOXXECTBEHHbIX aHannToB
MHOECTBEHHbIX KnuHndeckon xmumun B[,
aHanuMToB  KIMHMYECKOW | TabopaTopHbIN,
XumMnn VB[, | nonyaBTOMaTMyeCKknin <3>,
nabopaTtopHbIn, <4A>, <4b>
nonyasToMaTUYeCK1I
3. 107660 AHanusatop TaHpeMHbIn He meHnee 2
Macc-CriekTpomMeTpuye Macc-CnekTpomeTp ¢
CKNI WMBL | nporpaMmmHbiM obecnedyeHnem
aBTOMaTU4eCKnNi 4ns nposefeHus
pacLUMPEHHOro HeoHaTanbHOro
107670 AHanusatop CKPUHWHra MeToioMm
Macc-CriekTpomMeTpuye TaHOeMHOMN
CKUn MBM, | macc-cnekTpomeTpun ans
nonyaBTomMaTU4ECKUN onpegeneHnsa KoHUEeHTpaumm
aMWHOKNCIOT 1
350330 YKngkocTHbIN aunnkapHuUTUHoB <4A>, <4b>




Macc-CreKkTpomeTpuye

CKUIA vB[,
aBTOMaTUYECKUA
382270 [a3oBbIVi
XpomaTorpad/aHanu3sa
Top
MacccrnekTpoMeTpuye
CKUn mBAa,
aBTOMaTUYECKUN
4, 335060 MNepemewmnBaTens LLlenkep-nHkybaTop aons He meHee 2
TepmocTaTupyemMbii nnaHwert <3>, <4A>, <4b>
nabopaTopHbI
5. 260410 LWkadp CyWunnbHbIA | CyLIMnbHBIA WKad He meHee 2
obLero HasHavyeHus nabopatopHbii go 150 °C
<4A>, <4B>
6. 261750 Ucnaputensb OBanopaTop ¢ HacocoM Ang He meHee 2
nabopaTopHbIN nnaHwet <4A>, <4b>
7. 260430 LieHTpudbyra HacTonbHas | LleHTpudyra HacTonbHas - ¢ He meHee 2
obLero HasHaveHus poTopom ans npobupok ot 15
Ao 50 mn u BakyTelrHepoB, Ang
nnaHweT <3>, <4A>, <4b>
8. BopTekc (BcTpsixuBaTens) ans Mo
261700 Eacggm;':zaLi?ﬁb npobonoaroToBkm <3>, <4A>, KOnuyecTay
paTtop <4b> pabounx mect
9. MNepemelinsatoLlee Ponnep nabopaTtopHbii <3>, He meHee 2
YCTPOMNCTBO ons | <4A>, <4b>
145580 npobupok ¢ npobamu
kposu B
10. 152690 Ounctutenn Bo3ayxa | Ounctutens Bo3ayxa M3 pacyeTa
mnbTPyOLWUIA UNbTPYOLWNIA MOLLHOCTU U
BbICOKO3(PEKTUBHBIN, BbICOKO3(PEKTUBHbIN, nnowiaam
nepeaBuXHON nepeaBuxHOM <3>, <4A>,
<4B>
11. 131980 O6nyvarenb O6ny4yartenb M3 pacueTta
ynbTpadnoneToBbIN yNbTpadnoneToBbIN MOLLHOCTU U
OakTepuunaHbIv DakTepuunaHbIn <3>, <4A>, nnowaaun
<4B>
347590 Cuctema pe3unHdekuun
nomMeLleHns
ynbTpadnoneToBbiM
CBETOM
361300 Obnyuatenb
ynbTpaduoneToBbIn  Ans
doToTepanuu/gesunHoe
Kumnm OoKpyxatoLen
cpeabl
375930 Ouunctutenb BO3ayxa




ynbTpacnoneToBbINn

12. 352570 XonoaunbHUK/MOpPOo3unb | XonoannbHUK ABYXKamMepHbI He menee 2
Has Kamepa ana | <3>, <4A>, <4b>
nabopaTtopuu
13. 215850 XonogunbHUK XonogunbHUK He menee 2
dapmaueBTUYECKUI dapmaueBTU4ECKN ONs
XpaHeHus TecT-cnuctem <3>,
<4A>, <4B>
261620 XonogunbHUK XonoaunbHWk niabopaTopHbIN,
nabopaTtopHbIn, CTaHgapTHbIN <3>, <4A>, <4b>
CTaHOapTHbIN
14. 318570 CKpuHUHr meTabonuama | TecT-cuctemMbl Ans M3 pacyeTa
HOBOPOXAEHHbIX/BPO HeoHaTarnbHOro CKPMHUHIA Ha yncna
XOEeHHble  3aboneBaHus | agpeHO-reHUTarnbHbIN pOXOeHUN
MBL, kannbpaTtop CVMHOPOM, BPOXOEHHbIN
rMnoTMpeons, MykoBncUnaos,
318580 CKpUHUHT  MmeTabonuama | ranakrosemuio u gepuumt
HOBOPOXXAEHHbIX/BPO OnoTnHupasel <3>, <4A>, <4b>
>KOEHHbIX  3aboneBaHui
mBA, KOHTPOMbHbIN
mMaTtepuan
318600 CKpuHUHT  meTabonuama
HOBOPOXAEHHbIX/BPO
XOeHHble  3aboneBaHus
mBM, Habop,
MYNbTUMIEKCHBIN aHanus
318610 CKpuHUHr  meTabonuama
HOBOPOXAEHHbIX/BPO
XOeHHble  3aboneBaHus
B[, peareHT
318590 CKpuHUHr  meTabonuama
HOBOPOXAEHHbIX/BPO
XOeHHble  3aboneBaHus
mBa, Habop,
mMacc-cnektpogoTome
TPUYECKUn aHanus
15. 192300 MHOXeCTBEHHbIe TecT-cuctemsbl ons U3 pacyeTta
aMMWHOKMCOTbI/MeTabo pacLIMpeHHOro HeoHaTarnbHOro yucna
nuTbl  KapHutnHa WB[, | ckpuHMHra metogom pOXOEeHUN
Habop, TaHOemMHomn
Macc-crnekTpomeTpuye Macc-crnekTpoMeTpumn <4A>,
CKWIN aHanu3 <4b>
339500 MHOXeCTBEHHbIE
aMUHOKUCIOTbI/MeTabo
nuTbl  KapHutnHa WB[,

Habop,
Macc-crnekTpomeTpuye
CKUIM aHanma/>KuakocTHas
Xpomarorpadcus




16. | 350660 Habop ansa 3abopa kposu | TecT-6naHkm gns 3abopa U3 pacyeTta
MeTOAOM CyXxol kannu | o6pasuoB KpoBU Ans yucna
B[ HEeOHaTanbHOro CKPUHUHIA pOXOEHUN
HOBOPOXAEHHbIX <3>, <4A>,
<4Bb>
17. 108730 LWtaTtne gns npobupok LWTaTtne gnsa npobupok <3>, Mo
<4A> <4b> KonuyecTay
pabo4ymx mecT
18. 124480 MuneTka mexaHn4yeckas Mo
KONnu4yecTay
292310 MnneTka anekTpoHHas pabounx mect
292320 lMuneTka  3aneKkTpoOHHas,
OAHOMYHKUMOHANLHAS KomnnekT aBToMmaTU4eCcKmx
[,03aTOpPOB NepeMEHHOro
292390 gﬁlj”ngo'lﬁ:Z;Ka obbema (aBTOMaTMYECKUX
P nuneTtok) <3>, <4A>, <4b>
380120 MwukponuneTtka
MexaHudeckas B[
124540 MukponuneTka
MexaHuyeckas
19. 181470 Lkad BbITS>KHOM LWkad BbITSKHOM <3>, <4A>, He meHee 1
<4B>
20. 123680 KoHTenHep ans oTxoaoB
c ouonorudecknmn | KoHterHep <3>, <4A>, <4b> He menee 1
3arpsi3HEHNAMHA
21. KoHTeliHep ans | KoHtenHep <3>, <4A>, <4b>
185890 cTepunusaunn/gesnHge He menee 1
Kunm, MHOropa3oBoro
NCMNOMb30BaHWs
22. 231020 Cucrtema [evnoHunsartop Boabl <3>, <4A>, 1
JEeNoHN3aLNOHHON <4b>
O4YMCTKN BOAbI
23. 185950 Cucrtema OuctunnsaTop <3>, <4A>, <4b> 1
ANCTUNNALNOHHOM
OUYNCTKN BOAbI Buguctunnartop <3>, <4A>, 1
<4B>
[ononHuTenbHoOe OCHalleHne
N n/n HanmeHoBaHne o6opyaoBaHus (OCHaLLEHWS) Tpebyemoe
KONM4ecTBo,
L.
1. ABTOMaTM3npoBaHHOE paboyee MeCcTO Bpaya, OCHaLLEHHOE MepCcoHarbHbIM Mo
KOMMbIOTEPOM C BbIXOAOM B MH(OPMALMOHHO-TENEKOMMYHUKALMOHHYIO CETb |  KONU4YecTBYy

"MIHTepHeT" n ncTouHnKoM 6ecnepeboHoro NuTaHusa <2>, <3>, <4A>, <4b>

pabouynx mect




MporpammHoe obecneyeHne pana yvyeta UM aHanusa

CKpUHUHra <3>, <4A>, <4b>

HeoHaTalnlbHOro

3. McTouHuk 6ecnepeboriHoro nutaHmsa <3>, <4A>, <4b> Mo
KonunyecTtBy
aHanusaTopoB
4, Meb6enb nabopatopHas (komnnekT) <3>, <4A>, <4b> Mo
Konu4yecTBy
paboynx mect
5. KoHanumnoHep <3>, <4A>, <4b> Mo
KonuyecTBy
nomeLleHum
6. CtaHpapT ocHaweHnA nabopaTtopum npeHaTanbHOro CKPUHUHra
N n/n Kop Buaa HanmeHoBaHue Buaa HanmeHoBaHue obopynoBaHusi | Tpebyemoe
HOMEHKNaTy | MeaMUMHCKOro u3genus B (ocHaweHus) KONN4YeCTBO,
pHON COOTBETCTBUM C LT.
Knaccudukaumm HOMEHKNaTypHOW
MeaNLIMHCKNX Knaccudukaumnen
nsgenum <1> MeaNLIMHCKUX U3genum
1. 261440 AHanusatop He meHee 2
UMMyHodpnyopecLe
HTHbIn B,
nabopaTtopHbIi, AHanusartop
aBTOMaTUYECKUN driroopoMeTpU4EeCcKUin c
nporpamMmmHelM  obecneyeHnem
261520 AHanunsartop [0S MaccoBOro rnpeHaTanbHoro
UMMyHonyopecLe CKpUHWHra <3>, <4A>, <4b>
HTHbIM B,
nabopaTtopHbIn,
nonyasToMaTU4ECKUN
2. MepemelwnBatoLlee Ponnep nabopaTtopHbii <3>, He meHee 2
YCTPONCTBO AN <4A>, <4B>
145580 npo6bupok ¢ npobamm
kposu B[
3. 261700 BcTpsixusartens BopTekc nabopaTopHbIn <3>, He meHee 2
nabopaTopHbIi <4A>, <4b>
4, 247420 YcTponcTBo He meHee 2
npombIBatoLLee aAns
MuKponnaHweTtos UBM,
nonyasTomaTn4yeckoe Bowep (oTmbiBka) ana 96
NYHOYHbIX peakUMOHHbIX
247500 YcTponcTBo nnaHweToB <3>, <4A>, <4b>
npombIBatoLLee aAns
MuKponnaHweTtos B[
aBTOMaTU4ecKoe
5. 260430 LleHTpudpyra HacTonbHas | LieHTpudpyra HacTonbHasn - ¢ He meHee 2

obLero HasHavyeHus

poTopom Ans npobupok ot 10
00 16 Mn 1 BakyTenHepoB <3>,




<4A>, <4B>

6. 152690 Ounctutenb Bo3gyxa OuuctuTens Bo3gyxa M3 pacueTta
PUNBTPYOLLMI OUNBbTPYIOLLMI MOLLHOCTU 1
BbICOKO3(PEKTUBHBIV BbICOKO3(PHEKTUBHbIN, nnowaam
nepeasmxHON nepenBmxHON <3>, <4A>,
<4B>
7. 131980 O6nyyatenb O6nyyartenb M3 pacyeTta
ynbTpadnoneTosbIn ynbTpadnoneToBbIN MOLLIHOCTU ©
OakTepuUnaHbI OakTepuunaHbin <3>, <4A>, nnowaaun
<4B>
347590 Cuctema gesnHpekumm
nomeLLeHnst
ynbTpachnoneToBbIM
CBETOM
361300 O6nyyarenb
ynbTpadnoneToBbIn A5
doToTepanuu/gesunHpe
KUMN OKpYyXatoLLen
cpenpbl
375930 Ounctutens Bo3gyxa
ynbTpadnoneToBLIN
8. 352570 XonogunbHUK/MOpo3unb | XonoannbHUK AByXKamMepHbI He menee 2
Has Kamepa ans <3>, <4A>, <4b>
nabopaTtopuu
9. 215850 XonogunbHUK XonogunbHUK He meHnee 2
dapmaueBTUYECKUI dapmaueBTUYECKNA AN
XpaHeHus TecT-cuctem <3>,
<4A>, <4B>
261620 XonogunbHUK XonoaunbHWK nabopaTopHbIN,
nabopaTtopHbIi, CTaHOapTHbIN <3>, <4A>, <4b>
CTaHOaPTHbIN
10. 156770 MporpammHoe MporpammHoe  oGecneyeHve 1
obecneyeHne ONd | ona pacyeta pucka poXaeHus
WHTEpnpeTaunm XPOMOCOMHOWN naTonoruu,
pe3ynbTaToB OLEHKM | BegeHus 6asbl OaHHbIX
pucka BPOXAEHHbIX | NPOLLEALLNX CKPUHUHT
aHomanui/cMHapomoB (ceTeBOM BapwaHT) AnNs BCero
mBa ueHTpa <3>, <4A>, <4b>
11. 108730 Lratme gna npobupok Wratve gna npobupok <3>,| He meHee 2
<4A>, <4B>
12. 124480 MuneTka mexaHnyeckas | KOMNnekT aBToMmaTnyeckux Mo
[03aTOPOB NEPEMEHHOTO KONnn4ecTBy
292310 lMuneTka aneKkTpoHHas ob6bema (aBTOMaTUYECKUX paboymx mect
nuneTok) <3>, <4A>, <4b>
lMuneTka anekTpoHHas,
292320 ofHOMbyHKUMOHANbHas
292390 MukponuneTka




ONEKTPOHHAaA

Macc-CriekTpomMeTpuye
CKUN mBAa,

MukponuneTka

12

380120 MexaHuyeckasn B[

MukponuneTka
124540 p
MexaHu4yeckas

13. KoHTenHep ans oTxoaoB
123680 ¢ bronornyeckmm KoHTelnHep <3>, <4A>, <4b> He meHee 1

3arpsi3HEHMAMHA

14. KoHTenHep ons

cTepunusauun/gesmHde o
185890 KoHTelnHep <3>, <4A>, <4b> He meHee 1
KLMN, MHOrOpPa3oBOro P ’ ’
NCMNOSb30BaHWsA
JononHuTenbHoe ocHalleHue
N n/n HaumeHoBaHne obopyaoBaHus (OCHaLLEHNS) Tpebyemoe
KOnM4ecTBo,
L.

1. ABTOMaTM3NpOBaHHOE paboyee MeCcTO Bpaya, OCHaLleHHOe nepcoHarbHbIM | Mo
KOMMbIOTEPOM C BbIXOAOM B MH(POPMALMOHHO-TENEKOMMYHUKALIMOHHYIO CETb | KONNMYECTBY
"MIHTepHeT" n NCTOYHUKOM BecnepeboiHoro NuTaHusa <2>, <3>, <4A>, <4b> | pabo4ymx mect

2. UcTouHuk 6ecnepeboriHoro nutaHmsa <3>, <4A>, <4b> Mo

KonnyecTtBy
aHannsaTopoB

3. Mebenb nabopatopHasa (Komnnekr) <3>, <4A>, <4b> Mo

KonnyecTty
paboymx mecT

4. KoHanuunoHep <3>, <4A>, <4b> Mo

KonnyecTty
nomeLLeHumn
7. CtaHaapT ocHalweHus nabopaTopumn CeNleKTUBHOrO CKPUHUHra
N n/n Kop Bupa HaumeHoBaHwue Buaa HavnmeHoBaHue obopynosaHusi | Tpebyemoe
HOMEHKNaTy | MeaWLMHCKOro u3genus B (ocHalLeHus) KONN4ecTBo,
pHOMN COOTBETCTBUM C LT,
Knaccudoukaumm HOMEHKMaTypHON
MeONLIMHCKNX Knaccudpmkauuen
nsgenun <1> MeANLUHCKMX n3genum
1. 107660 AHanuaatop TaHpeMHbIN He menee 1
Macc-CrnekTpoMeTpuye Macc-CrneKkTpoOMETp <4A>,
CKUn mBA, | <4b>
aBTOMaTUYECKUN
107670 AHanusatop




ﬂOﬂyaBTOMaTM‘-IeCKI/lVI

350330 YKngkocTHbIN
XpomaTtorpad/aHanuaa
TOp
Macc-crnekTpomeTpuye
CKUM mBAa,
aBTOMaTU4YECKUA
382270 [a3oBbIVi
XpomaTorpad/aHanusa
Top
Macc-CrnekTpoMeTpuye
CKUIA vBL,
aBTOMaTUYECKUN
2. 139490 lasoBbIi  xpomatorpad | [a3oBbin xpomaTorpad <4A>, He meHee 1
MBL, aBTOMaTU4YeCKN <4b>
139500 [@a3oBbIi  Xpomatorpad
VBLA,
nonyaBToMaTUYECKNI
3. 181470 LWkady BbITSKHOWM LWkad BbITSHKHOM <3>, <4A>, 1
<4B>
4, 335060 MNepemewmnBaTenb LLielikep-nHKyBaTop Anis He meHee 1
TepmocTaTupyembii nnaHwet <4A>, <4b>
nabopaTopHbIN
5. 260410 Wkadp CyLWunnbHbIA | CyLIMnbHBIA WKad He meHee 1
obLero HasHavyeHus nabopatopHbii go 150 °C
<4A>, <4B>
6. 261750 Wcnaputenb OBanopaTop ¢ Hacocom <4A>, He meHee 1
nabopaTopHbIN <4B>
7. 248410 LlenTpudpyra ana | Uentpudpyra (13000 o6/muH) ¢ | He meHee 1
MUKpoobpasLoB oxnaxaeHnem un  Habopom
pPOTOPOB AN MUKPOMNPOOMPOK
<3>, <4A>, <4b>
8. 248410 LleHTpudpyra ansa | Uentpudpyra (13000 o6/muH) ¢ | He meHee 1
MUKpoobpasLoB YHUBEpCcanbHbIM POTOPOM Ha
24 npobupku <3>, <4A> <4b>
9. 260430 LleHTpudpyra HactonbHas | LleHTpudpyra HacTonbHas - ¢ He meHee 1
obLero HasHaveHus poTtopom ans npobupok go 50
MM 1 BaKyTENHEPOB <3>, <4A>,
<4B>
10. 261720 TepmocTaTt TepmocTaT CyxoBO3AyLUHbIN OT | He meHee 1
nabopaTopHbI 37 °C po 90 °C <3>, <4A>,
<4B>
260410 LWkad cywunbHbiv | Lkad  cywmnbHbId  obLlero

obLero HasHavyeHus

Ha3HayveHus <3>, <4A>, <4b>




11.

124480

NuneTka mexaHnyeckas

292310 MnneTka anekTpoHHas
292320 lMuneTka  3aneKkTpoOHHas,
OAHOMYHKUMOHANLHAS Komnnekr aBTOMaTUYECKMX Mo
[osatopos nepemMeHHOro
292390 g/Jl_IMeKEOZT_IT_;;Ka obbema (aBTOMaTM4YECKMX :%J;ﬂ:icl\;';é
P nuneTtok) <3>, <4A>, <4b> P
380120 MwukponuneTtka
MexaHudeckas B[
124540 MukponuneTka
MexaHuyeckas
12. 108720 MoporpesaTtenb TBepaoTenbHbIn TepmocTar Mo
npobupok and  MuKponpobupok  <3>,| Konm4ecTBy
<4A>, <4B> paboumx mect
13. 234420 Becbl Becbl ANEKTPOHHbIE 1
MUKpOaHanuTu4eckue aHanuTM4eckne, TOYHOCTb He
MeHee 0,1 Mr <3>, <4A>, <4b>
14. 352570 XonoaunbHUK/MOPOo3uns | XonoannbHUK ABYyXKamMepHbI He menee 1
Has Kamepa ans | <3>, <4A>, <4b>
naboparopum
15. 352570 XonogunsHuk/Mmoposuns | MoposunsHas kamepa (-20 °C) He meHee 1
Has Kamepa ans | <3>, <4A>, <4b>
naboparopum
305950 Kamepa Mopo3sunbHas
16. 185950 Cucrtema Buguctunnartop 1
ONCTUNMSILUOHHON nabopaTtopHbIn,
OYUCTKM BOAbI NPON3BOOUTENBHOCTb HE
MeHee 4 n/y <3>, <4A>, <4b>
17. 165080 pH-meTp pH-meTp <3>, <4A>, <4b> He meHee 1
18. 316320 AHanunsatop AHanusartop nposogmmoctTn | He meHee 1
NPOBOAMMOCTHU nota|nota c Habopom pacxogHbiX
MBL, aBTOMaTU4YECKNN mMaTtepuanos <3>, <4A>, <4b>
316330 AHanunsartop
nposoamMmocTu nota B[
nonyaBTomMaTU4eCKUN
19. 292450 Cucrtema ans | Cuctema anga anektpodopesa| He meHee 1
anekTpogopesa MBA, | <3>, <4A>, <4b>
aBTOoMaTU4yeckas
292460 Cucrtema ans
anekTpodopesa mB[,

nonyaBsTomMmaTun4yeckas




20. 317190 Kamepa ans | Kamepa gns anektpocopesa c | He meHee 1
anekTpodopesa VB[, | NICTOYHMKOM NUTaHNS ANs
py4yHas onpegerneHnst cnektpa
rMNKO3aMWHOTTIMKaHOB <3>,
<4A>, <4B>
21. 108730 LWtaTtne gns npobupok LWTaTtne gnsa npobupok <3>, Mo
<4A>, <4B> KonuyecTay
pabo4ymx mecT
22. | 350660 Habop ansa 3abopa kposwu | TecT-6naHkm <3>, <4A>, <4b> U3 pacyeTta
METOAOM CyXOW Kannu yucna
mBa pOXOEHUN
23. KoHTenHep ana oTxoaos
123680 c ouonorundecknmun | KoHtenHep <3>, <4A>, <4b> He meHee 1
3arpsisHEHMSAMHA
24. KoHTelHep ansi
crepunusaumn/gesnHdae .
185890 KLIAW, MHOrOpa3oBOoro KoHTenHep <3>, <4A>, <4b> He meHee 1
NCnonb30BaHUA
25. 152690 Ounctutennb Bo3ayxa | Ounctutenb Bo3gyxa M3 pacueTta
uUnbTPyoLWNA PUnNbLTPYOLLUIA MOLLHOCTU U
BbICOKO3(PEKTUBHBIN, BbICOKO3(PHEKTUBHbIN, nnowiaam
nepeasmxkHON nepenBmxHON <3>, <4A>,
<4B>
26. 131980 O6nyvatenb O6nyyartenb M3 pacueTta
ynbTpadnoneTosbIn yNbTpadnoneToBbIN MOLLIHOCTU ©
OakTepuUnaHbI OakTepuunaHbin <3>, <4A>, nnowaamn
<4B>
347590 Cuctema pe3unHdekuun
nomeLLeHnst
ynbTpadnoneToBbIM
CBETOM
361300 O6nyyarenb
ynbTpaduoneToBbIn  Ans
doToTepanuu/gesunHoe
KLMN OoKpyxatoLen
cpenpbl
375930 Ounctutenb BO3ayxa
ynbTpadnoneTosbIn
JononHutenbHoe ocHalweHue
N n/n HanmeHoBaHne o6opyagoBaHus (OCHaLLEHUS) Tpebyemoe
KONn4ecTBo,
L.
1. ABTOMaTM3MpoBaHHOE pabodee MeCTo Bpaya, OCHaLleHHOEe nepcoHarnbHbIM | 1o
KOMMbIOTEPOM C BbIXOAOM B MH(POPMALIMOHHO-TENEKOMMYHUKALIMOHHYIO CEThb | KONMMYecTBy

"MIHTepHeT" n NCTOYHUKOM BecnepeboHoro NuTaHusa <2>, <3>, <4A>, <4b>

paboymx mecT




2. WcTouHuk 6ecnepeboriHoro nutaHma <3>, <4A>, <4b> Mo
KonnyecTty
aHanuMsaTopoB

3. MwukpoBonHoBas neyb <3>, <4A>, <4b> 1

4. Mebenb nabopatopHas (koMmnnekT) <3>, <4A>, <4b> Mo
Konm4ecTBy
paboymx mecT

5. KoHanumnoHep <3>, <4A>, <4b> Mo
Konm4yecTBy
nomMeLLeHNI

8. CtaHpapT ocHalweHUsA MoJleKynsApHoO-reHeTu4Yeckomn naéoparopum
N n/n Kono Buaa HanmeHoBaHue Buaa HaunmeHoBaHne obopynoBaHus | Tpebyemoe
HOMEHKNaTy | MeaMUMHCKOro u3genus B (ocHawweHus) KOJTMYECTBO,
pHoW COOTBETCTBUU C LuT.
Kknaccudmkaumm HOMeHKNaTypHoOn
MeONLIMHCKNX Knaccudukaumnen
nsgenum <1> MeaNLIMHCKUX U3genum
1. 319250 YCTponcTBo ans | ABTomatuyeckas ctaHumsa | He meHee 1
NoAroTOBKU 06pa3suoB | BbiaeneHns HYKINENHOBbIX
HYKNENHOBbIX KUCnoT | kncnot <4A>, <4b>
B
nonyaesTomMaTnyeckoe
318660 YcTponcTeo ans
NOAroTOBKM ob6pasLoB
HYKINEMHOBbIX Kucnot
MBL, aBTOMaTn4yeckoe
2. 339870 CekBeHaTop eHeTuMyeckun aHanu3atop ans| He meHee 1
HYKIEUHOBbIX KUCIOT | CEKBEHNPOBAHNA n
VB[, cekBeHMpoBaHue | parMeHTHOro aHanuM3a ¢
no CaHrepy NOJSTHbIM nakeTom
nporpaMmMHoOro obecneyenuns u
KOMIMMEKTOM
BCNoMoraTefibHOro
obopynoBaHust <4A>, <4b>
3. 332060 CekBeHaTtop "eHeTn4yecknin aHanusatop ans | He meHee 1
HYKITEUHOBbIX KUCMOT | MaccoBOro napannenbHoro
MBLO, cekBeHMPOBaHWE | CEKBEHMPOBaHUA C  MOMHbIM
HOBOrO NMOKONEHUs nakeTom nNpPorpaMmmHoro
obecnevyeHns U KOMMIIEKTOM
BCromMoraTenibHOro
obopyaoBaHus <4b>
4, 262830 CnektpodoTtomeTp CnektpomeTp (06bem obpasua| He meHee 1
dnyopecueHTHbin  UBA, [ 0,5 mkn, 190 - 840 Hm, 2 -
aBTOMaTU4YECKUA 15000 (Hr/mMkn) wnu aHanor
<3>, <4A>, <4b>
113970 AHanunsatop

I/IMMyHOJ'IOFI/I‘-IeCKI/Iﬁ




doTomeTpUudeckumn/cne
KTpockonuyeckun NBL

261710

AHanunsartop
ONoOXNMMYECKUin
OHOKaHarnbHbIN mBAa,
nabopaTtopHbIi,
aBTOMaTU4ecKni

262840

CnekTtpochoTomeTp
dnyopecueHTHbIn B[,
ronyaBToOMaTU4ECKUi

173910

AmnnucukaTop
N30TEPMUYECKUN B[
nabopaTopHbIN,
nonyaBToMaTUYECKII

173930

AmnnucukaTop
N30TEPMUYECKUI B[
nabopaTopHbIN,
aBTOMaTUYECKUA

215980

AmnnucukaTop
HYKINEMHOBbLIX KNCnoT
TEPMOLIMKINYECKUIA
(Tepmouuknep) mB[a,
nabopaTopHbIi,
aBTOMaTU4eCKni

216020

AmnnudpukaTop
HYKINENHOBbIX Kncnot
TEPMOUMKITNYECKUN
(Tepmoumknep) mBa
nabopaTtopHbIn,
nonyaBToOMaTUYECKNI

Amnnudmkatop € AUCNNeem
<3>, <4A>, <4b>

He meHee 2

247380

Cucrtema ans
nepemeLleHms
nabopaTopHbIX
KOHTENHepoB
poboTunsnpoBaHHas WB[
aBTOMaTU4yeckas

374320

Cucrema nuneTnpoBaHus
nBa

318660

YCTponcTBo ansi
NOArOTOBKMU obpasuos
HYKINEMHOBbIX K1cnoT
VB[, aBTomaTtun4yeckoe

319250

YCTponcTBo ansi
NOArOTOBKMU obpasuoB
HYKINEMHOBbIX Kucnot
VB[,
nonyasTomaTnyeckoe

ABTOMaTu4eckas crtaHuus ang
packanbiBaHua [P - cmecen
<4A>, <4B>

He menee 1




7. 181470 LWkadp BbITSAXHON BbITsKHON wkad, 1
MEeTannmMyecknn ¢ XUMUYECKM
CTONKUM NOKpbITUEM
CTOoneLwHuubl <3>, <4A>, <4b>
8. 228180 Bokc namuHapHbIv JlamuHapHbIi Wwkad <3>, <4A>| He meHee 1
<4B>
9. 272930 Bokc Oouonornyeckon | HactonbHbIN Ookc ans Mo
BesonacHocTy knacca | nonnumepasHom LenHom | KonunyecTtsy
peakumm <3>, <4A>, <4b> paboumx mect
261580 Kamepa knumartmnyeckas
nabopartopHas
10. [ 234420 Becbl Becebl 3NEKTPOHHbIE
MUKpOaHannTnyeckune aHanuTU4eckme, TOYHOCTb He
MeHee 0,1 Mr <3>, <4A>, <4b>
11. 317190 Kamepa ans | Komnnekt obopynoBaHua ans| He meHee 1
anekTpogopesa MBA, | BepTukansHoro
pyyHas renbanekTpodopesa <3>,
<4A>, <4b>
292450 Cuctema ans
anekTpogopesa mB[,
aBTOoMaTU4yeckas
292460 Cuctema, ans
anekTpodgopesa mB[,
nonyasTomaTnyeckas
12. 317190 Kamepa ansa | Komnnekt obopygoBaHusa ansi| He meHee 1
anekTpodopesa VB[, | ropusoHTanbHoro
py4yHas renbanekTpogopesa <3>,
<4A>, <4B>
292450 Cuctema ans
anekTpodopesa mB[,
aBTOMaTUyeckas
292460 Cucrtema ans
anekTpodopesa mB[,
nonyaesTomaTuyeckas
13. [248410 LleHTpudyra ans | MukpoueHTpudyra-sBopTexc Mo
MuKpoobpasLoB <3>, <4A>, <4b> KOnu4yecTay
paboymx mecT
14. |260430 LleHTpudbyra HacTtonbHas | LleHTpudpyra HactonbHaa c¢| He meHee 1
obLero HasHaveHus poTopoM ans npobupok go 50
MI1 N BakyTeENHepoB <3>, <4A>,
<4B>
15. | 274480 LleHTpudyra HanonbHas | HactonbHaa ueHTpudyra c¢| He meHee 1
HU3KOCKOPOCTHas, Cc | oxnaxgeHnem  (He  MeHee
oxnaxgeHuem 13000 (06/MWH) C KOMMMEKTOM
poTopoB ans npobupok 0,5 mn,
260430 Llentpndyra HactoneHas [ 1,5 - 2,0 mn, 15 mn, 50 mn,

obLero HasHavyeHus

CTPUMOB, BaKyTenHepos,
nnawek n crekon <3>, <4A>,




<4B>

16. |260430 LleHTpudpyra HacTtonbHas | HactonbHasa ueHTpudyra (He| He meHee 1
obLuero HazHayeHus meHee 13000 (06/mMuH) cC
YyHMBEpCanbHbIM POTOPOM AN
npobupok 0,5 mn, 1,5 - 2,0 mn
<3>, <4A>, <4b>
17. 132030 TpaHcunnomMmHaTop KomnbloTepuranpoBaHHas 1
ynbTpadnoneTosbIn cucrema
BMAEOO0KYMEHTUPOBAHUS n
aHanmaa pe3ynbTaTtoB
renbanekTpogopesa c
TpaHCUNIOMUHATOPOM c
BO34YLUHbIM OXIaXgeHvuem Ans
ctekon 20 x 20 <3>, <4A>,
<4Bb>
18. 261720 TepmocTaTt TepmocTaT CyxoBO3AyLWHbLIN OT | He meHee 1
nabopaTopHbI 37 °C po 90 °C <3>, <4A>,
<4B>
260410 Lkad CYLUMMbBHbIN
o6LLero HasHayeHus
19. 108720 Moporpesaternsb TepmocTtaT nporpaMMupyemMbli Mo
npoBupok TBEPAOTENbHbIN ana | konuyecTtsy
npobupok 1,5 - 2,0 <3>, <4A>, | pabouunx mect
<4B>
20. 108720 Moporpesaternsb TepmocTtaT nporpaMMupyemMblii Mo
npoBupok TBEPAOTENbHbIN ana | konuyecTtsy
npobupok 0,5 - 0,6 mn <3>, | pabounx mect
<4A>, <4b>
21. 284890 MepemelwwmnBaTens MariutHass  mewanka  <3>, Mo
pacTBOpoOB <4A>, <4b> KoInmyecTBy
pabo4ymx mecT
22. 1292310 MuneTka aneKkTpoHHas Komnnekt  aBTOKNaBMpyeMbIX Mo
MUKPOA03aTOPOB NEPEMEHHOIO |  KOMNUYECTBY
292320 MuneTka  anekTpoHHas, | obbema ans | pabounx mect
ofHOMbyHKUMOHANbHas MOJEKYNSIPHO-OMONOrMyeckmx
uccrieqoBaHun  Ha  AvanasoH
292390 MukponuneTka 0,5 - 10 mkn, 2 - 20 mkn, 20 -
3NeKTPOoHHas 200 mkn, 100 - 1000 Mk, 1 -5
Mn <3>, <4A>, <4b>
MukponuneTka
380120 MexaHuyeckasn B[
124540 MwukponuneTtka
MexaHn4yeckas
23. 108730 LWraTtne onsa npobupok Wratme ana npobupok <3>, Mo
<4A>, <4b> KoInmyecTBy

pabo4ymx mecT




24. 305950 Kamepa MoposunbHas Kamepa wmoposuncHas <3>,| He meHee 1
<4A>, <4B>
25. 352570 XonogunbHUK/MOpo3unb | XonoaunbHUK — ABYXKamepHbli | He meHee 1
Has Kamepa ana | <3>, <4A>, <4b>
nabopaTtopuu
26. 122990 Kamepa Mopo3unbHaga | MeanuuHcknin -~ Mopo3unbHbin | He meHee 1
nabopartopHas ans | wkad, ot -20 °C go -70 °C <3>
CBEPXHU3KNX TemnepaTtyp |, <4A>, <4b>
27. 333160 MporpammHoe MporpammHoe  obecneveHune 1
obecneyeHve ansa | ons WHTEepnpeTaumnm
WHTEpnpeTaunm pes3ynbTaTtoB rEHOMHbIX
pe3ynbTatoB reHOMHbIX | aHanu3os Yenoseka VB[ <4b>
aHanusoB 4Yenoseka NB[
28. 377220 MporpammHoe MporpammHoe  obecneveHune 1
obecneyeHune ans | ona XpaHeHus/KoHBepTaLuum
XpaHeHus/KoHBepTauum | popmaTa TFEHOMHbIX AaHHbIX
dopmaTa reHomHbIx | B[, <4b>
naHHbIx B
29. 123680 KoHTenHep ana otxogos | KoHTenHep <3>, <4A>, <4b> He menee 1
c duonormyeckMmm
3arpsA3HeHnaAMU
30. 185890 KoHTelHep ons | KoHtenHep <3>, <4A>, <4b> He menee 1
cTepunmsaumn/gesnHae
Kumm, MHOropa3oBoOro
NCnonb30BaHUs
31. 152690 Ouunctutenb Bo3gyxa | Oumctutens Bosayxa| W3 pacueta
mnbTPyOLWNIA UNbTPYOLLNIA MOLLHOCTU U
BbICOKOS(EKTUBHBIN, BbICOKO3(D(EKTUBHBIN, nrowaamn
nepeaBuxHON nepeaBwxHom  <3>, <4A>,
<4B>
32. 131980 O6nyyarenb O6ny4yartenb M3 pacueTta
yrbTpadnoneToBbIn yrbTpadnoneToBbIN MOLLIHOCTU U
OakTepuunaHbIv DakTepyumnaHbin  <3>, <4A>, nnowaamn
<4B>
347590 Cuctema pesuHdekumm | Cucrtema ae3nHdekumnn
nomeLLeHnst nomeLLeHu1s
ynbTpadnoneToBbIM ynbTpaduoneToBeiM  CBETOM
CBETOM <3>, <4A>, <4b>
361300 O6nyyatenb
ynbTpaduoneToBbIn  Ans
doToTepanuu/gesunHoe
KLMN OoKpyxatoLen
cpenpbl
375930 Ounctutenb BO3ayxa

ynbTpadnoneTosbIn




JononHutenbHoe oCHaweHue

N n/n HaumeHoBaHne obopyaoBaHus (OCHaLLEHNS) Tpebyemoe
KONM4ecTBoO,

LuT.

1. ABTOMaTU3NpOBaHHOE paboyee MeCTO Bpaya, OCHAaLLEHHOe NepcoHanbHbIM Mo
KOMMbIOTEPOM C BbIXOAOM B MHOPMAaLMOHHO-TENEKOMMYHMKALIMOHHYIO CeTb | KONM4ecTBY

"MIHTepHeT" n NCTOYHUKOM BecnepeboiHoro NuTaHusa <2>, <3>, <4A>, <4b>

pabounx mecT

2. Mo
McTouHuk becnepeboriHoro nutaHms <3>, <4A>, <4b> KonuyecTBy
aHanuMsaTopoB
3. MwukpoBonHoBas neyb <3>, <4A>, <4b> 1
4, Mo
Meb6enb nabopatopHas (koMmnnekT) <3>, <4A>, <4b> Konu4yecTBy
pabo4ynx mect
5. KoHanumnoHep <3>, <4A>, <4b> Mo
Konu4yecTBy
nomeLLeHnmn
9. CTaHpapT oCcHalleHUs1 OTAeNeHUs NpeHaTanbHOM AUAarHOCTUKN
9.1. CtaHAapT ocHaleHus KabmHeTa MHBa3MBHOW NpeHaTanbHoOMN
ANarHoCTUKM (MaHUNYNALMOHHOWN)
N n/n Kog Bupa HanmeHoBaHue Buga HanwmeHoBaHue obopynosaHus | Tpebyemoe
HOMEHKNaTy | MeanLMHCKOro u3genus B (ocHalLeHus) KOJTMYeCTBO,
pHoW COOTBETCTBUM C LUT.
Knaccudukaumm HOMeEHKNaTypHoOW
MeaONLIMHCKNX Knaccudpmkaumnen
nsgenun <1> MeOMLNHCKNX n3genumn
1. 260250 Cuctema YnbTpa3sykoBoW annapart He meHee 1
yNbTPa3ByKOBOW (akcnepTHoOro knacca) <3>,
BU3yanusauuu <4A>, <4Bb>
yHUBepcarbHas
2. 1187250 Cton ansa ocmoTpa Cton ansa ocmoTtpa 1
TepaneBTUYECKNX TepaneBTMYEeCKMX NpoLeayp,
npoueayp, MeXaHu4eckun <2>, <3>, <4A>
MeXxaHNn4eCcKnmn , <4b>
187150 Crton ans ocmoTpa | Cton ans ocmoTpa
TepaneBTUYECKNX TepaneBTMYeCcKMX npoueayp, ¢
npoueayp, C MNUTaAHMEM | IUTaAHUEM OT CeTn <2>, <3>,
oT cetn <4A>, <4b>
187220 Crton ans ocmoTpa | Cton ans ocmoTpa
TepaneBTUYECKNX TepaneBTMYeCcKMX npoueayp, ¢
npoueayp, C | rmgpaBnnYeCcKMM NPUBOAOM
rmapaBnn4yecKnm <2>, <3>, <4A>, <4b>

np1MBOLOM




157600

Poctomep MeamumMHCKMI

Poctomep meanumnHckmin <2>,
<3>, <4A>, <4b>

122830 Annapat ana namepedus | Annapat  gns namepeHnsa | He meHee 1
apTepuanbHoro apTepuansHoro AaBneHus
AaBneHus ANEKTPUYECKUA  C  PYYHbIM
3NEKTPUYECKUN C PYYHbIM | HAFHETEHUEM, CTaLWOHApPHbIN
HarHeTeHnem, <2>, <3>, <4A>, <4b>
CTalUNOHapPHbIN

122850 AnnapaT ans namepeHus | Annapat  And  M3MepeHus
apTepuansHoro apTepuansHoro AaBneHus
AaBneHus ANEKTPUYECKUA  C  PYYHbIM
3NEKTPUYECKUI C PYYHBIM | HATHETEHNEM, nopTaTUBHBIN
HarHeTeHneM, <2>, <3>, <4A>, <4b>
nopTaTMBHbIN

239410 Annapat gnst usmepenus | Annapat ans namepeHuns
apTepuanbHOro apTepuanbHoOro AaBneHus
AaBfeHns aHepouaHbIN aHepOoudHbIN MeXaHN4eCcKni
MexXaHNn4eCcKnmn <2>, <3>, <4A>, <4b>

300560 Annapat ana namepenust | Annapat  gns n3mMepeHns
apTepuanbHOro apTepuanbHoro AaBrneHus
OaBMneHus  PTYTHbIN  C | PTYTHbIN c PYYHbIM
PYYHbIM HarHeTeHNeM HarHeTeHnem <2>, <3>, <4A>,

<4b>

213720 TepmomeTp TepMoMETpP KanuUnnapHbIA ans He meHee 1
KanunnsipHbIA ONnd | usamepeHuns TemnepaTypbl Tena
n3MepeHnsa TemnepaTypsbl | naumMeHTa, CnMpToBON <2>,
Tena naumeHTa, | <3>, <4A>, <4b>
CNMpTOBOW

126370 TepmomeTp TepmomeTp MHpakpacHbIn
WHpaKpacHbIn Ans Ong UsMepeHusa Temneparypsbl
n3MepeHna TemnepaTypbl | Tena naumeHTa, yWHON <2>,
Tena nauueHTa, yLwHON <3>, <4A>, <4b>

184110 TepmomeTp TepmomeTp
XUOKOKPUCTAINMUYECKNNA | XKUAKOKPUCTANINYECKUn ansi
AN naumeHTa, naumveHTa, ogHOpPa3oBoro
0HOpPAa30BoOro NCNoNb30BaHus <2>, <3>,
MCMOoJb30BaHUA <4A>, <4B>

126390 TepmomeTp TepmomeTp nHdpakpacHbIn
WHppaKpacHbI Ans ONA n3mepeHnss TemnepaTypsl
n3MepeHnsa TemnepaTypbl | Tena naumeHTa, KOXHbIN <2>,
Tena naumeHTa, KOXHbIn | <3>, <4A>, <4b>

266210 TepmomeTp TepMoMeTp 9NeKTPOHHbIN Ans
3NEKTPOHHbIN AN NepnoanYecKoro N3MepeHus
nepmoanyeckoro TemnepaTypbl Tena naumeHTa
n3mMepeHnsa TemnepaTypbl | <2>, <3>, <4A>, <4b>
Tena naumeHTa

300390 TepmomeTp c uBeToBon | TepMOMETp C LBETOBOW

vHaukaumen ans

WHAVKaUMen ons naumeHTa




nagueHTa <2>, <3> <4A>, <4b>
335240 TepmomeTp TepMmomeTp KanunnapHbIi 4ns
KanunnapHbIA Ons | nsmepeHua Temnepartypbl Tena
n3mMepeHnsa Temnepatypsbl | NaUMeHTa, Ha OCHOBE crnasa
Tena nauueHTa, Ha | rannua <2>, <3>, <4A>, <4b>
OCHOBe cniaea rannus
339240 TepmomeTp TepmomeTp
XNOKOKPUCTANMUYECKUA | XKUAOKOKPUCTANNUYeckun ans
Ansa naumeHTa, naumveHTa, MHOropa3oBoro
MHOropa3oBOro NCNonb30BaHUs <2>, <3>,
MCNONb30BaHUs <4A>, <4b>
358080 TepmomeTp TepmomeTp nHdpakpacHbIn
WH(ppakKpacHbIn Ang Ons nsmepeHns TemnepaTypsbl
N3MepeHus TemnepaTypsbl | Tena naumeHTa,
Tena naumeHTa, YLIHOW/KOXHbIN <2>, <3>, <4A>
YLLHOW/KOXHbIN , <4b>
6. |355450 JleHTa uameputensHas, | JleHTa nameputenbHas, He meHee 1
MHOropa3oBOro MHOropa3oBOro
NCMorib30BaHUs NCNoNb30BaHus <2>, <3>,
<4A>, <4b>
7. 1152690 Ounctutens Bo3gyxa | Ounctutens Bo3gyxa He meHee 1
PUnbTPyOLWNA PUnNbLTPYOLLUIA
BbICOKO3(O(PEKTMBHbIN, BbICOKO3(PEKTUBHBIN,
nepeasmxHON nepenBmxXHON <2>, <3>, <4A>,
<4B>
8. 184200 Lnpma npukpoBaTHas LLnpma npukpoBaTHasa <2>, He meHee 1
<3>, <4A>, <4b>
9. |258800 Becsbl HanonbHble, | Becbl HanonbHbIE <2>, <3>, He meHee 1
3NEKTPOHHbIE <4A>, <4B>
258840 Becbl HanonbHbIE,
MexaHuyeckne
10. 124550 CreTockon CTteTtockon He meHee 1
HEeaBTOMAaTM3MPOBaHHbIN | HEaBTOMaTU3NPOBAHHbIN <2>,
<3>, <4A>, <4b>
11. 123680 KoHTenHep ansa orxoaos
c ouonorudecknmn | KoHterHep <3>, <4A>, <4b> He menee 1
3arpsA3HeHUAMU
12. KoHTenHep ons
Tepunmsaumm WH .
185890 CTEpUNM3aLM/Ae3nHpe KoHTenHep <3>, <4A>, <4b> He meHee 1
KUMKW, MHOrOpa3oBoro
NCMosib30BaHUs
13. 201690 KaTanka Katanka <3>, <4A>, <4b> He meHee 1
BHYTPUOONbHNYHaS,

HenpueoaHas




14. 131980 O6nyyatenb O6nyyartenb U3 pacyeTta
ynbTpacnoneToBbIN yNbTpadnoneToBbIn MOLLLHOCTU U
OakTepuunaHbI OakTepuunaHbin <3>, <4A>, nnowaamn
<4Bb>
347590 Cuctema gesvHdekuun | Cuctema gesnHdekumun
nomMeLleHns nomMeLLeHns
ynbTpacdnoneToBbiM ynbTpadnoneToBbiM CBETOM
CBETOM <3>, <4A>, <4b>
361300 Ob6nyyvatensb Obnyvatenb
ynbTpadnoneToBbIN ANa | ynbTpagrnoneToBbIn Ans
doToTepanun/agesnHge | potoTepannn/gesmHdekums
KUMS OKpyxatoLlen oKpy>atoLLen cpepl <3>,
cpeqpbl <4A>, <4b>
375930 Ounctutens Bo3gyxa Ounctutens Bo3gyxa
ynbTpaduoneToBbIn yneTpaduoneToBbin <3>, <4A>
. <4B>
JononHutenbHoe ocHaleHue
N n/n HaumeHoBaHne o6opyaoBaHus (OCHaLLEHNS) Tpebyemoe
KONMYecTBo,
.

1. ABTOMaTM3MpoBaHHOe paboyee MecTo Bpaya, OCHaLleHHOEe MepCcoHarbHbIM Mo
KOMMbIOTEPOM C BbIXOAOM B MHOPMALMOHHO-TENEKOMMYHUKALMOHHYIO CETb |  KONU4YecTBYy
"MIHTepHeT" n NCTOYHUKOM BecnepeboriHoro nutaHmsa <2>, <3>, <4A>, <4b> | pabounx mect

2. Mo
Mebenb MeanumHckas (komnnekT) <3>, <4A>, <4b> KonunyecTty

pabo4nx mecT

3. KoHguumoHep <3>, <4A>, <4b> Mo

KonunyecTty
nomeLleHnn
9.2. CTtaHAapT ocHaleHnAa KabuHeTa yNnbTpa3ByKOBOM
npeHaTasibHOW AUarHOCTUKM
N n/n Koo Buaa HanmeHoBaHue Buaa HaunmeHoBaHve obopynoBaHus | Tpebyemoe
HOMEHKNaTy | MeaMUMHCKOro u3genuvs B (ocHaweHus) KOJTMYECTBO,
pHoW COOTBETCTBUU C LuT.
Kknaccudmkaumm HOMeHKNaTypHoOn
MeONLIMHCKNX Knaccudpukaumnen
nsgenum <1> MeaNLIMHCKUX U3genum
1. 187250 Cton ans ocmoTpa | CTon gns ocmoTtpa Mo
TepaneBTUYECKNX TepaneBTMYECKNX NpoLeayp, KOnu4yecTay
npoueayp, MexaHudeckun <2>, <3>, <4A> | paboumx mect
MeXaHU4eCcKnm , <4b>
187150 Cton ans ocmoTpa | CTon gns ocmoTtpa
TepaneBTUYECKNX TepaneBTMYECKNX NpoLeayp, ¢

npouenyp, C nutaHnem

nUTaHneM oT ceTn <2>, <3>,




OoT ceTun <4A>, <4B>
187220 Cton ans ocmoTpa | CTon gns ocmoTtpa
TepaneBTUYECKNX TepaneBTMYECKNX NpoLeayp, ¢
npoueayp, C | rmapaBnUYeCcKMM NpUBOAOM
rmapasnnyeckum <2>, <3> <4A>, <4b>
npv“BOAOM
260250 Cucrtema YnbTpa3BykoBOW annapar Heobxogumoe
yNbTPa3ByKOBON (3kcnepTHOro knacca) <3>, KONU4ecTBO
BU3yanunsauuu <4A>, <4b> N3 pacyeta
yHMBepcarnbHas yncna
pOXOEeHUN
152690 Ounctutens Bo3gyxa | Ounctutens Bo3gyxa Heobxoammoe
PUnbTpyoLLNIA PUnNbLTPYOLLKIA KOSIM4YecTBO 13
BbICOKO3(O(PEKTMBHbIN, BbICOKO3(PEKTUBHBIN, pacyeTa
nepeasmxHON nepenBmxHON <2>, <3>, <4A>, MOLLHOCTU "
<4b> nnowaaun
131980 Ob6nyyaTtenb Ob6ny4yaTenb Heobxoammoe
ynbTpacnoneToBbIn ynbTpadnoneToBbIn KOSIM4YecTBO 13
OakTepuungHbI DakTepnunaHbIn <3>, <4A>, pacyeTa
<4b> MOLLHOCTU "
nnowaau
347590 Cuctema pesuHdekumm | Cuctema aesnHdekumnm
nomMeLleHus nomMeLleHns
ynbTpacdnoneToBbiM ynbTpaduoneToBbiM CBETOM
CBETOM <3>, <4A>, <4b>
361300 Ob6nyyaTtenb Ob6ny4yaTenb
ynbTpachnoneToBbIn ANS | ynbTpaguoneTosbln ANs
doToTepanuu/gesnHege | pototepanun/gesnHdekumns
Kums OKpY>KaloLLen | okpyxatoLen cpeabl <3>,
cpegpbl <4A>, <4B>
375930 Ouunctutenb Bo3gyxa | Ounctutens Bo3gyxa
ynbTpad1oneToBbIn ynbTpadunoneToBbIn <3>, <4A>
, <4b>
184200 LWnpma npukpoBaTHas Lnpma meguumnHckag <2>, <3> Mo
, <4A>, <4Bb> KonuyecTay
paboymx mecT
KoHTelHep ons oTxonos
123680 c 6uonormnyeckumm | KoHtenHep <3>, <4A>, <4b> He meHee 1
3arpsi3HEHNAMHA
KoHTenHep ans
cTepunusauun/gesmHae o
185890 KLIAW, MHOrOPAa30BOro KoHTenHep <3>, <4A>, <4b> He meHee 1
NCMNOSb30BaHNSA

JononHutenbHoe oCHaweHue




N n/n

HaumeHoBaHue obopyaoBaHus (OCHaLLEHNS)

Tpebyemoe
KOnM4ecTBO,
LT,

ABTOMaTM3MpoBaHHOE paboyee MecTo Bpaya, OCHALLEHHOE MepPCOHarbHbIM
KOMMbIOTEPOM M C BbIXOAOM B WMHEHOPMAaLMOHHO-TENEKOMMYHUKALMOHHYHO
ceTb "VIHTepHeT" 1 UCTOYHMKOM DecrnepebonHOro NUTaHus <3>, <4A>, <4b>

Mo
KOJnM4ecTBy
paboymx mecT

KUMS OKpyxatoLen
cpeasl

OoKpy>KatoLLen cpepl <3>,
<4A>, <4B>

2. HacTonbHasa namna <3>, <4A>, <4b> Mo
KonnyecTty
paboumx mect

3. Mebenb MmeanumHckas (komnnekT) <3>, <4A>, <4b> Mo
KOnm4ecTBy
paboumx mect

4, KoHanumnoHep <3>, <4A>, <4b> Mo
KOnm4ecTBy
nomeLLeHumn

10. CtaHgapT OCHalUEeHunA
MHJOPMALMOHHO-aHANTUTUYECKOro oTAeNeHusi
10.1. CtaHpapT OCHalleHuUA perucTpartypbl
N n/n Kop Bupa HaumeHoBaHue Buaa HaumeHoBaHue obopynoBaHus | Tpebyemoe
HOMEHKNaTy | MeauUMHCKOro u3genvs B (ocHaweHus) KONMYeCTBO,
pHOMN COOTBETCTBUM C LT,
Knaccudukaumm HOMEHKMaTypHON
MeOMNLMHCKNX Knaccudpmkauunen
m3genun <1> MeONLNHCKNX N3aenumn
1. 352570 XonogunbHUK XonoaunbHUK ABYXKaMepPHbIiA 1
<2> <3> <4A>, <4b>
2. 152690 Ounctutens Bo3gyxa | Ounctutens Bo3gyxa M3 pacyeTta
PUnbTPyoLWNA PUNbLTPYOLLUIA MOLLHOCTU U
BbICOKO3(O(PEKTUBHbIN, BbICOKO3(PEKTUBHBIN, nnowaamn
nepeasmxHON nepenBmxHON <2>, <3>, <4A>,
<4B>
3. 131980 O6nyyarenb Obnyvartenb M3 pacueTa
yneTpaduoneToBbIn ynbTpadnoneToBbIn MOLLHOCTU U
OakTepuungHbI DakTepyumnaHbIn <3>, <4A>, nnowsagmn
<4B>
347590 Cuctema gesmHdekLmm Cuctema gesnHdekumn
nomMeLleHuns nomMeLLeHuns
yNbTpagMoneToBbIM yrbTpadnoneToBLIM CBETOM
CBETOM <3>, <4A>, <4b>
361300 O6nyyarenb Obnyvartenb
yneTpaduoneToBbln Ans | ynbTpaduoneTosbln ANs
doToTepanuu/gesnHde | potoTepanun/gesnHdekumns




375930 Ounctutens Bo3gyxa | Ouncturtens BO34yxa
ynbTpacnoneToBbIN ynbTpaduoneToBbin <3>, <4A>
. <4B>
JononHutenbHoe ocHalleHue
N n/n HaumeHoBaHWe obopyaoBaHus (OCHaLLEHNS) Tpebyemoe
KONMYecTBo,
wT.

1. ABTOMaTtM3MpoBaHHoe pabodyee MeCTO  MeAMUMHCKOro  paboTHMKA, 2
OCHallleHHoe nepcoHanbHbIM KOMMbIOTEPOM c BbIXO0M B
WHOPMaALIMOHHO-TENEKOMMYHUKALUMOHHYO ceTb "VIHTepHeT" n UCTOYHMKOM
OecnepebonHOro NUTaHua <2>, <3>, <4A>, <4b>

2. KoHanuunoHep <2>, <3>, <4A>, <4b> Mo

Konu4yecTBy
nomMeLLeHNNI
10.2. CTaHgapT OCHaLleHusA
OpraHM3aLMOHHO-MeTOANYeCKOro KabuHerta
JononHutenbHoe OCHaleHue
N n/n HanmeHoBaHne o6opyagoBaHus (OCHaLLEHUS) Tpebyemoe
KONMYecTBoO,
wT.

1. ABTOMaTtM3mMpoBaHHoe pabodyee MeCTo  MeguuuMHCKoro  paboTHMKa, 1
OCHalleHHoe nepcoHanbHbIM KOMMbIOTEPOM c BbIXO40M B
WHPOPMALIMOHHO-TENEKOMMYHUKALIMOHHYO ceTb "VIHTepHeT" n UCTOYHMKOM
b6ecnepebonHOro NUTaHua <2>, <3>, <4A>, <4b>

2. TenedoHHbIN annapaT <2>, <3>, <4A>, <4b> 1

3. MHorogyHKUWMOHaN6LHOE YCTPONCTBO: NPUHTEP - KONUPOBarbHbLIA annapar - 1
CKaHep <2>, <3>, <4A>, <4b>

4, CepBep 4ns XpaHEeHUsa MeOULMHCKON AOKYMEHTaunn <2>, <3>, <4A>, <4b> 1

5. KoHanuunoHep <2>, <3>, <4A>, <4b> Mo

KOnn4yecTBy
nomeLLeHnn

<1> YacTtb 2 cTtaTtbn 38 PepepanbHoro 3akoHa oT 21 Hos6ps 2011 r. N 323-d3 "O6 ocHoBax oxpaHbl
300poBbs rpaxaaH B Poccuiickon ®egepauun” (Cobpanne 3akoHogaTensctea Poccuiickon ®egepauun, 2011, N
48, cT. 6724).

<2> [Ina MeanumnHCKNX opraHmM3aumnin nepBon rpynmebi.

<3> [1nsg MeguMUMHCKUX OpraHn3aunin BTOPON rpynnbl.

<4A> [Ina MeguunHCKNX opraHmsaLmm Tpetben A rpynnebi.



<4Bb> [INna MmeguUMHCKUX opraHmnsaunin TpeTtben b rpynnoi.
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BAV, BbIABNAEMbIE

C MOMOLLbIO MAPKEPA TREC

v
TREC<100kon/10°nelik. TREC >100kon/10°neiik. TKUH

T-B+NK+
PTPRC, IL7R, CD3 (D,E,) CORO1A, LAT, LCP2
| T-B+NK-

T-B-NK+

RAG1, RAG2, PRKDC, LIG4, NHEJ1, DCLRE1IC

AK2, ADA ey 3AMECTUTE/IbHAS
TEPANUA

V|H¢eKLI,VIVI/COMaTVIlIECKaF| natonoruna

CuHppomanbHblie BAU

*  CuHgpom OuKopaxn BBMr/nKMr
del22q11.2, TBX1 AB TEPANUSA
NPT nocne nHdpekumnn « Nedekrol Tamyca
FOXN1, PAX1, HOXA3, FOXI3
*  CuHapom HuiimereH (NBN)*
CD3+<1500kn/MKA n/nnm *  Cungpom Nlyn-Bap (ATM)
CD45RA+<60% *  CuHppom flkobeeH (del11g23.3)
5 *  CuHgpom CHARGE u gp. *TI-CK

CHD7, SEMA3E (ana c. HuiimereH)

Pexxum nsonauuu, 3KCTPEHHOE HanpaBneHne JOKYMeHTauumn
B UMMYHONOIM4ecKmne UeHTpPbI

TKUH - taxkenaa KOMO6MHMpOBaHHasA UMMYHHaA HeAOCTaTOYHOCTb

TICK - TpaHcnaaHTaumMAa reMmono3TNYeCKNX CTBONIOBbIX KNEeTOK HabnlopeHne
BBUT - ummyHOrno6ynuH gna BHyTPUBEHHOrO BBeAeHNA Wanonatuieckan
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NOT - ummyHopeHoTMNMpPOBaHue nMM¢$oLNTOB




KREC<100kon/10°nelik. KREC>100kon/10%neiik.

BAW, BbIABJIAEMbIE
C MOMOLLbIO MAPKEPA KREC

KREC< 100kon/10°neiik. KREC>100kon/10%neiik.
ArammarnobynvHemun

X-cuenneHHas (BTK)
Penkue dpopmbl AT (TOP2B, SPI1, BBMI/NKUT
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SLC39A7, FNIP1, PIK3CD, PIK3R1)

Mpotokon TREC

o © B couetaHum ¢ mapkepom TREC
ﬂ,OHOLIJEHHbIM HeAOHOLLIEHHbIM
— TKIN
OcmoTp negunatpa, UOT N®T 8 Bo3pacTe 37 Hepenb T-B-NK+
RAG1, RAG2, PRKDC, LIG4, NHEJ1,

DCLREIC
CD19+<400 Kn/mKn T-B-NK- J—
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R Y
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PaspabotaHo: HMWL|, ATOU um. AmMutpusa Poravesa
MTHU um. ak. H.IN. boukoBa
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KiroueBsble ciioBa
AyTOMMMYHHBIE OCJIOKHCHUS
BenodapunreansHas HeIOCTAaTOYHOCTh
Bpoxennslili nopok cepana
I'unokanbryeMus
['unomapatupeos
Jenenus 22 XxpoMocOMbl
Hedext T-kinerouHoro 3seHa
3aiepKKa peueBOro U ICUXOMOTOPHOT'O Pa3BUTHS
3anepxka PU3NUECKOro pa3BUTHUS
BryTpHUBEeHHBIE HMMYHOTIO0YINHBI
WH(peKkrmoHHbIC 0CITIOKHEHUS
Pacmiennenue HeGa u BepxHei ryObl

Cunapom Jlu I'eopra



Cnmcok cokpameHui

AWI'A — ayrouMMyHHasi FTeMOJIMTHYECKAsT aHEMUST

AJIT — amanmHamuHOTpaHcdepasa

ACT — acnapraramMmuHOTpaHcdepasza

BBUI' — BHYTpUBEHHBIE UMMYHOTJIO0YJINHBI

B3K — BocnanurensHblie 3a001€BaHUS KUIIEYHUKA

BIIC — BposkIeHHBII MOPOK cepilia

I'KC — 1110KOKOPTHUKOCTEPOU/IBI

JIHK — ne3oxcupuOOHyKIenHOBAsE KUCJIOTA

KKT — xenya0uyHO-KUIIEYHBIA TPAKT

UTII — umMyHHAs TPOMOOIIUTONICHHS

KM — KkoCTHBII MO3T

KT — xomnerorepHast Tomorpadus

JIOP - oToprHOJIAPUHTOJIOT

JIITY — nedebHO-TIpOPUIAKTUIECKOE YUPEKICHUE

M3 — MuHUCTEPCTBO 3paBOOXPAHEHUS

MKB-10 — MexayHapoaHast kinaccupukamnus 6onesneid 10-ro nmepecmorpa

MPT —marautHo-pe3oHaHCHas ToMorpadus

PKW — pangomMu3upoBaHHbIE KOHTPOJIMPYEMBIE UCCIEIOBAHUS

PHK — pubonykienHoBas KUCIOTa

P® — Poccniickas @enepanus

Cunnpom del 22911 — cunnpom aenenuu 22 xpomocombi=cunpoM Jlu ['eopra (cunapom Ju
JIxopmxkm)

CAT - cunnpom JJu T'eopra (u dxopmxn)

TI'CK — TpaHCIUIaHTaMs TEMONO3THYECKUX CTBOJIOBBIX KJIETOK

V3U — ynbTpa3zByKOBOE UCCIETOBAHUE

OKI' — sanexkTpokapauorpamMmma

OxoKI" -axoxapauorpadus

KOPA — 10BeHUIIbHBIN PEBMATOUIHBIA apTPUT

del 22911.2 — nenenus UTMHHOTO ie4ya 22 XpOMOCOMBI Jokyc 11.2

CATCH 22 - Cardiac defects, Abnormal facies, Thymic hypoplasia, Cleft palate,
Hypocalcemia, 22q deletion — mopok cep/iia, auiieBbie aHOMAJIMHU, TUTIOIUIA3US TUMYCA,
paciienuHa He0a, TUIOKAIbIIEMUs, Aesenus 22

FISH —fluorescent in situ hybridization - payopectienTHas rubpuau3anus in Situ



TBX 1 ren —T 6okc 1 ren

MLPA- mynbpTHIIIIEKCHAS TUra3Has aMIuQukanus



TepMHHI)I H onmpeacjJcHus

BuyTpuBeHHBIe MMMYHOIVIOOYJIMHBI — IIPENapaTsl, COACpKAILIUE IPEUMYIIECTBEHHO
HOpMalbHBIN YenoBeueckuid 1gG. M3rotoBnsioTcs U3 MyIMpPOBAHHON IUIa3MbI THICSY 37J0POBBIX
JIOHOPOB, C IPUMEHEHUEM CIELUAIBHBIX METOI0B OYUCTKU U BUPYC- MHAKTUBALIVHU.

Jenenus — norepst y4acTKa XpOMOCOMBI

XpomocoMHbIe adeppaluu — H3MECHEHHE YUCIIa H\WIN CTPYKTYPBI XPOMOCOM

Mukpornarus - HeJopa3BUTHE (TUIIOIIIA3HS) YEIOCTHBIX KOCTEH.

Perpornarus - cMelieHNe Yel0CTHOM KOCTH B JJOP3aIlbHOM HAlpaBJIeHUH (K3aH)

I'mneprenopusm - yBEIMUEHHOE PACCTOSTHUE MEKIY IIa3aMHU

TpancnianTanusa reMaTonO3THYECKUX CTBOJIOBBIX KJIETOK — METOJ JICUECHUS
HEKOTOPBIX HACIEICTBEHHBIX M MMPHOOPETCHHBIX I€MAaTOJIOTUIECKUX, OHKOJIOTHUECKUX U
MMMYHHBIX 3a00JI€BaHUI, OCHOBAaHHBIN HA 3aMEHE COOCTBEHHOI'0, TATOJIOTrMYECKOTO

KpOBCTBOPCHUS MNAIMMCHTA HA HOPMAJIbHOC KPOBECTBOPCHHUEC JIOHOPA.



1. KpaTtkas undopmanus

1.1 Onpenejienue

Cunapom genermu  22- xpomocombl (cuaapom del 22qll) (mpu  BBIpaKEHHBIX
UMMYHOJIOTHUECKUX H3MeHeHusx cuHapom Jlu T'eopra (CJI)) — 3TO COBOKYIHOCTH
MOP(}OIOTHUECKUX, IMMYHOJIOTUYECKUX M HEBPOJIOTHMUECKUX H3MEHEHHH, KOTOpPBIE SBIISFOTCS
CII/ICTBHEM JICJICIIMH JUTMHHOTO TIieua oHoW Koruu 22-i xpomocomsr — del 22q11.2 [1, 2, 3].

B kiaccuueckoM MOHSTHM 3TOT CHHAPOM IPEACTaBISET COOO0N KOMIUIEKC CHMIITOMOB,
COCTOSIIIIMM W3 MAaTOJIOTUU JIMIEBOTO CKejera (paclieluHbl TBEPAOro Heba), BPOMKICHHOTO
MOpOKa  Cepana, WMMYHOAC(UIMTA BCICACTBHE THIOIUIA3MM  (aljia3uu) THMyca U
THITOKATBIIUEMHUH, KaK PE3YJIbTAT TUIOIUIA3HH apaliuTOBHIHOM skese3sr [1, 3, 4].

Kak vu omun nppyroéi cunapom, cunapom del 22qll1.2 BapuabeneH B KOJIMYECTBE
MPU3HAKOB U CTENEHU WX BBIPAXKEHHOCTH, YTO U OOBSCHSET TOT (PaKT, YTO MCTOPUYECKU STOT
CUHIPOM B JIUTEpAType UMEET MOPSIKA JIECATKA Pa3IMYHbIX Ha3BaHWM, BKIIOYas CHHIpPOM Jln
I'eopra, CATCH 22, Benokapauodaumanbubii cuapom, llnpuntuena cunapom, Kaiinepa
CUHAPOM, CHHIPOM JIMIEBBIX U KOHOTPYHKAIbHBIX aHoMmanuii u T.n. Omgnako tepmun CII

NPUMEHUM K citydasim aesennu 22011.2 xpomocoMsl ¢ UMMYHHBIME aedekTamu [1, 4, 5].

1.2 DTHOJI0rMs U IATOreHe3

B ocHoBe 3a0oneBaHust JIEKUT HapylIeHHE GOPMUPOBAHUS OPraHOB, MPOUCXOAIMINX U3
TpeTbel kabepHOil Ayru (HUXKHSS 4acTh JIMIEBOTO CKEJIEeTa, TUMYC, NMapaliuTOBUIHAS JKEJe3a,
BEpPXHHUE OTJENbl CepAlla M MarucTpalbHbIX cOCyAOB). LluToreHermueckue M MOJEKYJSIPHBIE
MCCIIEIOBAHMsI MOKa3au, 9to aenenus 22ql1.2 asnsercsa senymei npuunHoit CAIT 1 Bo3HHUKaeT
criopagudecku O6ojee yem B 90% ciydaes [6, 7, 8]. B 10% ciyuaeB aenemust HaciaeIyeTcst OT
OJIHOTO W3 POAMTENEH, TaK KaK HacjelI0BaHUE MPOUCXOJUT ayTOCOMHO- JOMMHAHTHBIM IIyTEM
[1, 4]. B penkux ciaydasx CHHAPOM SIBISETCS MPOSBICHUEM MEPECTPOEK APYTHX XPOMOCOM, a
takxe myrtaiuu reda TBX1 [5].

Ananmu3 JIHK narmuentoB ¢ C/I" BeisiBiL, uTo B 85-90% ciydaeB BhIMaAarONIuil y9acTOK
ABIIeTCS OAHUM U TeM xke. JlepekT Haxomutcs Mexay D22S427 na 22q11.21 u D22S801 na
22q11.23. B aToM y4acTke JI0Kanu30BaHO He MeHee 40 T€HOB, YTO COCTABIIAET OKOJIO 3 MIIH Hap
HYKJIEMHOBBIX ocHOBaHUH. B 10-12% cimyuyaeB BcTpedaroTcsi 60see KOpOTKHE JIeIeUH, KOTOphIe
COCTaBJISIOT 1,5-2 MJIH mapHBIX OCHOBaHMWH. BbLIO OMMCAaHO HECKOJIBKO MAIMEHTOB C CUHIAPOMOM
nenenuu 22-i XpoMOCOMBI, UMEIOLNX JIeJIEUH 3a NpeJielaMyd HauboJiee 4acTo BBINAJArOIIUX

y4acTkoB [2, 6, 7]. Pe3ynbraThl MpPOBEACHHBIX HCCIEIOBAHUI CBHICTEIBCTBYIOT O TOM, YTO



CTENEHb BBIPAXKEHHOCTH (PEHOTHIIA HE KOPPEIUPYET C Pa3sMEpPOM JeNelHH, T.€. MAlHEeHT C
norepeit 1,5 MIH MapHBIX OCHOBAaHUN MOXKET MMETh TAKOW K€ MO TSHKECTH (DEHOTHII, KaK H C
Jenelei B 3 MITH napHbIX ocHoBaHwuit [3, 6]. Kpome Toro, Obu10 3aMe4eHO, YTO BapuadeIbHOCTh
(eHOTUNHUYECKUX MPOSIBICHUM BapbUpyeT KaK BHYTPU OIHOH CEMbH, TaK U MEXIY CEMbSIMH,
HECMOTpsI Ha UICHTUYHbBIC YYaCTKHU Jenenuu [6].

Jlenmerusi BBI3BIBACT BBIMAJICHUWE YydYacTKa, BKiIodaromero reH 7BX1, ren ¢akropa
TPaHCKPUIILNY, YYACTBYIOLIETO B Pa3BUTUH (papuHreabHbIX AYT [6, 7]. DTH M3MEHEHHS, B CBOIO
ouepenb, BEAYT K HapylmleHHI0O (OPMHUPOBaHMSA CEpAlla M MarucCTPalbHBIX COCYHAOB,
UMMYHOJIOTHYECKUM U3MEHEHMSIM, paclLIenICHHUIO HEOa u BEpXHEil r'yObl,
THIONIAPAaTHPEOUAN3MY, 33/IEPIKKE YMCTBEHHOTO Pa3BUTHSI.

Hecmotps Ha 1O, yTOo TBX1, 6€3 COMHEHHS, SIBISETCS TJIABHBIM I'€HOM, (hopMUpyIOIIHAM
(deHOTHN TpU CUHApPOME JAenenuu 22-i XpPOMOCOMBI, B pe3yibTaTe HCCIEI0BaHUNM ObLIN
BBISIBJIEHBl W JPYTrU€ TEHbI, HEJOCTaTOYHAas HSKCHPECCHs KOTOPbIX MOXKET HUIpaTh pojib B
¢dopmupoBaHnn (EeHOTHNUYECKUX TposiBieHNd. Hanmpumep, Hapymenne pabdotsl rena COMT,
JIOKAJM30BAaHHOTO B JTOM K€ peruoHe 22 XpPOMOCOMBI, OOBSICHAET PHCK Pa3BUTHSA
HOBEICHYECKMX M YMCTBEHHBIX IPOOJIEM y manueHTos [7, 8].

VYuuTeiBas pe3yabTaThl paboOT MO BBIACHEHUIO MOJIEKYJISIPHBIX OCHOB 3a00JIeBaHUs, SICHO,
9T0 B (QOopMHpOBaHUM (PEHOTHIIA WTrpaeT pOJb KOMIUIEKCHOE HapyIIEHHE SKCIPECCUH U
B3aUMOJICHCTBHS TEHOB, UX MOAU(DUKATOPOB W JPYTUX COCTABISIONIMX, YTO TPUBOIUT K
JaibHeHIIeMy HapyIIeHHIO0 SMOpHO- 1 opraHorexesa [5, 6, 9].

CoOTBETCTBEHHO, MpPH OTCYTCTBUM WM HAPYHIEHWU (DYHKIMHU U SKCIPECCUH T€HOB U
JATBHEHIINX TPOIIECCOB MPOUCXOAUT (POPMHUPOBAHUE ITOPOKOB PA3BUTHS, XapaKTEPHBIX JUIS

CIIT [1, 6].

1.3 DuuaeMuoa0rus

Cunapom penenuu 22-ii XpOMOCOMBI — OJTHA M3 CAMBIX YaCTBIX JIENIEIUI Cpen APYTHX
XPOMOCOMHBIX abeppaluii B 4eJI0BEYECKOM IeHOME, 10 YaCTOTe OHA YCTYMAEeT JIUIIb CHHIPOMY
Hayna, Tpucomuu 1o 21-i xpomocome. Yactora BcTpedaemoct Bapsupyet ot 1:4000 no 1:6000
HoBopokaeHHBIX [1, 2, 3, 4]. He wuabGmromaeTcss HH T[OJIOBOM, HH OTHHYECKOU
MPEIPaCIONOKEHHOCTH K JaHHOMY cuHApomy. bonsmuHcTBO mnanuentoB ¢ C/AIT umerot
MIATOJIOTHUIO JILIEBOTO CKEJIETa M BPOKIEHHBIM MOPOK CEpAlla M Pa3BUBAIOT TMIOKAIBLIUEMHIO
BCKOpe mocie poxaeHus [7]. IlamueHThl, He MMEIOIIME TaHHBIX CHMITOMOB, 3a4acTyl0 He

JAUAarHOCTUPYIOTCA B paHHEM BO3PacCTE, U HpaBI/IHLHBIfl JHUAarHo3 3HA4YUTCIBbHO 3aI1a31bIBacT.

1.4 KogupoBauue mno MKE-10

D82.1 — cunapom lu I'eopra



1.5 Knaccudukanus

B coBpeMEHHON HMMYHOJIOTMM HCIIOJIB3YETCS PA3LEICHUE CHHApPOMAa HA IIOJHBIA U

HEMOJHbIN (dacThunbii) [1, 4, 6, 9]:

<\

Kputepun [IOJTHOI'O CAI BirovaroT B ce0s cHmkeHue/orcyrcteue CD3+ T-kierok
(menee 50/MM*) 1 BCE M3 HUKECIIETYIOIIETO:

[TonTBepk€HHAsT aTUMUS B BHJE CHIDKEHUS paHHUX THUMHYECKUX MUTPAHTOB
(CD3+CD45RA+CD62L+ ki/mm® n/mmu TREC <100/100000 T-kinerok
['unonaparupeos

ITopok cepaua.

Tepmun «Yactuunblii cuapom /lu I'eopra» ucnons3yercss y malMeHTOB, €CIIM OHU
UMEIOT COYETAaHWE THUIHYHBIX TPHU3HAKOB, HO 0€3 TIPOSBICHUN BBIPAKEHHOTO
UMMYHOJIC(PHIINTA.

BoiaeJgsiloT TpU rpynnbl JMArHOCTHYeCKUX KputepueB yactuunoro CAI:
JocroBepublii yacTuunblii C/AI' BrimrowaroT B ce0s cHmxkeHune/oTcyrctBue CD3+ T-
kieTok (Menee 500/MM®) B TeueHHE MEPBBIX TPEX JIET KU3HU M OAMH U3 CIEAYIOIINX
KPUTEPUEB:

KoHOTpyKTanmpHBIA MOPOK cepiia W J1adoparopHas WIM KIMHUYECKH BBIPOKEHHAS
TUTIOKAITBIIAEMUST

KoHoTpykTansHbIi TOpOK cepAua u aenenus 22q11.2 xpomocomsl

JlabopaTtopHass WM KJIMHUYECKH MaHU(ECTUPOBAHHAS TUMOKAIbIIUEMHUS H JAETEIs
22011.2 XxpoMOCOMBI

KoHOTpyKTampHBIA TMOPOK cepana u JiabopaTopHas WIM KIMHUYECKH BBIPOKEHHAS
runokanpiueMus u aenerus 22q11.2 xpoMoCOMBI.

Bepositnbiii yactuunslii CAI" Bkmovaet cHmwkenne CD3+ T-kierox (menee 1500/mm?)
B TEUEHHUE MEPBBIX TPEX JIET KU3HU U Aeneruio 22q11.2 xpoMocoMbl

Bo3mo:xublii yactuunbiii CAI Bkitouaet cHmkenne CD3+ T-knetok (menee 1500/mm?)
B TEYEHHUE MIEPBBIX TPEX JIET KUZHU U OJIUH U3 CIEAYIONIUX KPUTESPHUEB:

ITopok cepaua

JlaGoparopHast WM KIMHUYSCKU BBIPAKCHHAS THIIOKATBITAEMUS

JlrcMophu3Mbl I WK paciieruienne Héoa

1.6 Kiimauyeckasi KApTHUHA

CrekTp KJIMHUYECKUX TPOSBICHUM TIpU CHHApPOME Jeleuud 22- XpOMOCOMBI

A0CTAaTOYHO HINPOK:
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BposxaeHHblii TOpoK cepalia MpeacTaBiIeH He MeHee, ueM B 80% cirydaeB. Hekoropele u3
IIOPOKOB  SIBJIIFOTCSL 00jiee MaTOTHOMOHMYHBIMH: IpPEpbIBAHHE JAyTH aopThl, OOLIMiA
apTepuanbHbIi cTBON M Terpana damio sBiAOTCS HanOojiee YaCTHIMH Cpeld JaHHOM
rpymmsl gerei [7, 13].

HMMMmyHONOTHUECKUe HapyIIeHHs BCTpedatoTes B 77% ciaydaeB. OqHako HH(EKIIMOHHbIE
NPOSIBJIICHUST BCIIEJACTBHE Je(eKTa MMMYHHOH CHCTEMBI HHOTAA JEOIOTUPYIOT HE C
poxzenus. Yame Ipyrux 3BEeHbEB MOpaxkaeTcss T-KJIETOYHOE 3BEHO, YTO MPOSIBIISAETCS
IPEPACON0KEHHOCTBIO K T'PUOKOBBIM 3a00JIeBaHUSAM, MHEBMOLMCTHOM WH(pEKIuH,
HEKOTOPBIM 0aKTEepUaAIbHBIM U BUPYCHBIM nH(pekusm [1, 10, 12].
['nnokanpIeMus/TUIONapaTUPE03 MOXKET MPOSIBIATHCS CYIOPOKHBIM CHHIAPOMOM IpU
BBIPQKEHHOM JAe(uInTe KalblUs B MIIQJACHYECKOM BO3PacTe, CYIIECTBYET pHUCK
pasButus HedpokanpnuHO3a. B nmerckom Bo3pacte u 'y 20% B3pOCIBIX pa3BUBACTCS
THIIOTHPEO3, B IETCKOM BO3pacTe MHOTAA BCTpevaeTcsl runepTupeos. Peako ormedaercs
nedunut ropmona pocra [7, 14].

[TopasxeHre HOCOIIOTOYHOIO ammnapaTa BbISIBIEHO mpumepHo B 70% ciyyaeB u
HpPOSIBIISETCS B BUJE BeJopapuHIe€albHOM HET0CTaTOYHOCTH, PacIierieHnu HEOa, TyOsl,
pa3aBOEHUM y3A€YKM HEOA, THYCaBBIM OTTEHKOM TOJIOCA, TAK)KE ONMHCAHO CHIDKEHHE
OOOHSIHUS, KOHAYKTUBHAas W/WIM CEHCOHEBpaJbHAas TYroyxocTb. Bcnenctsue
BesoapuHreanbHoOl HenocTaToyHOCTH Yy 36% MalueHTOB OTMevaeTcs 3aTpyIHEHHe
rimoranus [7, 12, 15].

XapakTepHble 4epTbl Jula (yUIMHEHHOE JIMIO, MHKPOTHATHs WIM pPETpPOrHaTHs,
MIMPOKAs TIEPEHOCHIIA, MEJIKHE 3yObl, aCHMMETPHsI JIUIA TIPU TIIade, OMyIICHHBIE BHU3
YTOJIKU PTa, TIa3HON THIEPTEIOPH3M, HU3KO TOCAKEHHBIE U J1e()OPMUPOBAHHEIE YIITHEIE
pakoBHHbI, O0ynb0000pa3Hblil KOHUKK HOca) [3, 6, 12].

Hapymienne BbipaboTkn T-KIETOK MOXET mpeapacnojaratb K ayTOMMMYHHBIM
3a0oneBaHuAM. ONUCAaHbI TaKUE OCIOXKHEHUSI CUHAPOMA Jieleluu 22-if XpOMOCOMBI, KaKk
IOPA, XTII, AUT'A, B3K, Gone3ns ['peiiBca, ayTOMMMYHHBIH YBEUT, OpOHXHaJIbHAS
actMma [1, 2, 12, 16].

3anepxka (pU3MUECKOro pa3BUTHS YAacCTO HAOMIONACTCA y MAlMEHTOB C CHHAPOMOM
nenennu 22q11.2-it xpomocomsi [1, 2, 7, 12].

3agepKKa pe4YeBOro M ICHXOMOTOPHOTO pa3BUTUs Habmomaercss y 70—90% wu
TPOSIBIIIETCS. C BO3PACTOM, OJHAaKO TECTHPOBAaHHE MAIMEHTOB C 3aJICPKKOH Pa3BUTHS
UMEET CMBICII TOJIBKO B CIIy4asX COYETaHUM C JPpyrMMu npusHakamu. [loBeneHueckue u

NICUXUYECKHEe MpoOJIeMbl TakKe MOTYT BeTpedarbes y mamueHtoB ¢ CUAI. B merckom
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BO3pacTe OOBIYHO OTMEYAKOTCS THUIEPAKTUBHOCTh, TPEBOXKHOCTh, ayTHYECKHE U
addexTuBHBIC paccTpoiicTBa. B moapocTkoBoM U B3pociioMm Bodpacte y 10-30% ¢ CAT
OTMEYAIOTCS ~ OWMOJSIpHBIE  paccTpoiicTBa,  mm3odpeHus,  mu3oadQeKTHUBHbIC
paccrpoiictBa. [loBsien puck panHero crapra (o 50 ner) 6onesnu [lapkurcona [2, 3,

12, 17].

2. JIMarHOCTHKA

2.1 ’Kaao0bl 1 aHAMHE3

e PexoMeHayeTcsi BCEM IallMEHTaM C IIOJO3PEHUMEM HA CHHIPOM Jeneuuud 22-i
XPOMOCOMBI TIPOBOJUTH IMOAPOOHBIN cOOp kamob, cOop aHamHe3a 3a0oJeBaHMS,
CEMEIHOro aHamMHe3a ¢ IeNbl0 Bepu(UKAIMU TUIHYHBIX CUMIITOMOB U OLIEHKH TSKECTH
COCTOSIHUSL B CBSI3M C T€M, YTO >KajloObl M aHaMHeE3 3a00JeBaHUS MOTYT OBITh KpaiiHe
pa3Ho00pa3HBIMU M PA3IMYHBIMHE 110 CTCIICHU BhIpaKeHHOCTH [2, 4, 7, 11, 13, 14, 16],
Yposenb  yOenurenbHOcTH  pekoMenpgamuii C  (ypoBeHb  [10CTOBEPHOCTH

0KA3aTeJbCTB — 4)

2.2 Du3ukajJnbHoe 00CIe10BAHNEe

e PexoMeHayercsi BceM IallMEHTaM C TIOJO3PEHUEM HA CHHIPOM Jeneuuu 22-i
XpPOMOCOMBI TIPOBOAMUTH TMOJHBIA (U3UKAIBHBIA OCMOTP € LENbI0 BepUUKALUH
JMarHo3a, OLEHKHU TshKecTH coctostuus [1, 2, 3, 4,7, 11, 13, 15].

YpoBens  ybOenureabHOcTH ~ pekoMmeHaaumii C  (ypoBeHb  [I0CTOBEPHOCTH
0Ka3aTeJbCTB — 4)

Kommentapun: Qusuueckoe pazeumue OOIbUWUHCMEA NAYUEHMOE HU3KOe U
ouceapmonuuroe no eecy. Jluyesoii oucmopgusm u opyaue cmuemvl OUCIMOPUOLEHE3A WUUPOKO
eapuabenbHbl U He AGNAIOMCA NAMOSHOMOHUYHBIMU, OOHAKO Yauje Opy2ux NPU3HaKos oopawaom
Ha cebs GHUMAHUe 2NA3HOU 2unepmenopusm, OyIbO000paAsHLIl KOHYUK HOCA U HU3KO
nocaxcennvie u\ unu Oe@opmuposannvie YuiHvie pakosutvl. Mozym npoasiamvca npusHaKu
OvIXamenvHOU U cepOeuHoll HedocmamouHocmu. Taxk oice Mo2ym 6cmpeyamvcs NOPOKU
pazeumus ObixamenbHoll, NUWEBaApUMEeNbHOU, KOCMHO-MbIUEYHOU U Opyeux cucmem. 3adepircka
YMCMBEHHO20 U peueso20 pa3BUMUs BCMpedaemcs y NOOAGIAue20 Yucia NayueHmos c

OaHHBIM CUHOPOMOM.
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2.3 JIaGopaTopHass AUATHOCTHKA

Pexomenayercss BceM MalMeHTaM C TIOJIO3PEHHMEM HA CHHIPOM Jelenuu 22-u
XPOMOCOMBI TIPOBOJIUTH KIMHUYECKUH aHaIM3 KPOBH C JICHKOUUTApHOW (HOpMYIIOH,
HI0JICYETOM TPOMOOIIMTOB JIJIsi OLICHKH JIuMQonenu [3, 4].

YpoBenb  yOeaureqabHocTH  pexkoMeHaaumidi C  (YypoBeHb  J10CTOBEPHOCTH

0Ka3aTeJbCTB — 4)

Pexomenayercss BceM MalMeHTaM C TOJO3PEHHMEM HA CHHIPOM Jelenuu 22-u
XpPOMOCOMBI ~ TIPOBOJIUTH  MCCIICIOBAHUE  ypPOBHA  HOHM3WPOBAHHOTO  KaJbIIHS,
napaTUPEOUTHOTO TOPMOHA JIJIsl OIEHKHU CTEIICHH THItonaparupeosa [14].

YpoBenb  yoenurTeabHOCTH  pekomeHaanmii C  (ypoBeHb  IOCTOBEPHOCTH

0KA3aTeJbCTB — 4)

Pexomenayercss BceM DalMeHTaM C IOJO3PEHMEM Ha CHHAPOM Jenenuu 22-i
XPOMOCOMBI IPOBOJUTH UCCIICOBAHUE YPOBHSI TOPMOHOB MIUTOBHIHOM xene3bl (TTL u
T4 cBOOOAHBIIT) IS OLICHKU CTENICHU TUIIO- U TUIepTHpeo3a [14].

YpoBenb  yOenuresbHocTH  pekoMmengammii C  (YpoBeHb  JIOCTOBEPHOCTH

J0KA3aTeJbCTB — 4)

Pexomenayercss BceM DalMeHTaM C TOJO3PEHMEM HAa CHHAPOM Jenenuu 22-i
XPOMOCOMBI TIPOBOAMTH HCCIIEIOBAaHUE YPOBHEH CHIBOPOTOYHBIX HWMMYHOTJIOOYJIMHOB
IgA, IgM, 1gG u omeHKy KIETOYHOrO HMMYyHUTeTa (MMMYHO(DEHOTHIIHPOBAHUE
IUM(OIUTOB), BKIIOYAs ONpe/ieNIeHHe KOJIMYeCTBa HauBHBIX T-THMM(OIMTOB 17151 OLEHKU
BBIPAKCHHOCTH UMMyHOaeuimTa [1, 12, 18].

YpoBenb  yOenurtesbHOocTH  pekoMmengammii C  (YpoBeHb  JIOCTOBEPHOCTH

0KA3aTeJbCTB — 4)

Kommenrapun: V nayuenmos ¢ cunopomom Oeneyuu 22-ii Xpomocomwvl Modcem

ommeuanuvpcCA JluMd)Ol’leHuﬂ, 6blPAINCEHHOCMb KOI’I’lOpOIZ Mooicent 8apbuposantp. XapakmepHo

CHUdICEeHUe co0eparcanust pasauuHulx cyononynayui T-knemox. Coodepoxcanue UMMYHO2I00)YIUHO8

eapsupyem om 6blpa.?fC€HH012 2Uﬂ02¢lMMCZ2ﬂO6y]ZMH€Muu 00 HOPMAJIbHbIX KOJIUYECNBEHHbIX

3navenun. Obwee koruvecmeo CD3+ T-knemok modcem Obimb CHUNCEHO UNU 8 HOpME, 0OHAKO

¢ coomuowenue nausuovlx T-knemox / T-kniemoxk namsamu NOHUNCEHO. HOpMClJZbHO@ Koauvyecmeo

T-rumgoyumos unoz0a He Koppeaupyem ¢ UX HOPMAIbHOU (QYHKYuel u mpedyem

O0ONOHUMENbHO20 00CIe008aAHUS — 07’lp€a€]leH1/l}l omeena Ha MUmoceHvl U AHMUCEHbL.

PexoMenayercsi BceM ITalMEHTaM C MOJO3PEHUEM Ha CHHIPOM Jelenuu 22-i
XPOMOCOMBI IIPOBOAUTH MCCIIEIOBAHUE MUTOI€HHOIO OTBETA I OLUEHKHU T-KJIeTOYHOro

nponuQepaTiBHOrO OTBETa HA BO3/ICHCTBHE aHTUTEHOB [7, 18].
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YpoBenb  yOeaureqabHocTH  pexkoMeHaauuidi C  (YypoBeHb  J10CTOBEPHOCTH
J0KAa3aTeJIbCTB — 4)

Kommenrapuu: [lpu gvipasiceHHOU eunonaiasuu mumyca omeem JumM@oyumos nocie
CMUMYTAYUU MUMO2EHOM OMCYMCMEYem UL CHUICEH.

e PexoMeHnayercsi BCeM IallMEHTaM C IIOJO3PEHUMEM HA CHHIPOM Jeneuuu 22-i
XPOMOCOMBI MTPOBOJMTh HCCIICAOBAHUE TIOKa3aTeaeld crernuduueckux aHtuten (K
COOTBETCTBYIOLIUM BO30YIUTEISIM), €CIIH PEOCHOK WJIM B3POCIbIA BaKI[MHUPOBAH, IS
OLICHKM KayecTBa CIEHU(pUYIECKOTO OTBETa Ha aHTUIeHbl (OLIEHKA CIEeHU(pUIECKOTO
uMMyHHOro otBeta) [11, 12].

YpoBenb  yOenurenbHocTH  pekoMeHgamumii C  (ypoBeHb  [10CTOBEPHOCTH
J0KA3aTeJbCTB — 4)
KommenTapuu: Cooeporcanue Cobl8OpOMOYHBLIX UMMYHO2A00VIUHO8 MOMCEm Oblmb He

HAapyweHro, 00HAKO omeéem Ha UMMYHU3AYUIO YACMO CHUJICEH.

2.4 NHCTpYMEHTAJIbHAS AMATHOCTHKA

e PexoMeHayeTrcsi BCEM IallMEHTaM C IIOJO3PEHUMEM HA CHHIPOM Jeneuuud 22-i
XPOMOCOMBI TIPOBOJIUTh HccienoBanue DK st OleHKH AJIEKTPUUECKOM aKTUBHOCTH
ceparna [3, 13].

Yposenb  yOenurTenbHocTH  pekoMengamumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 4)
KommenTapuu: 014 nayuenmog xapaxmephsi nopoxu cepoya.

e PexoMeHayeTrcsi BceM IallMEHTaM C TMIOJO3PEHUEM HA CHHIPOM Jenenuud 22-i
XPOMOCOMBI TIPOBOANTH uccienoBanue DxoKI' ¢ menpio BepuduKaluu mopoka cepama
[3,4,7,13].

YpoBenb  yOenutenbHocTH  pekoMenaaumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 4)

e Pexomenayercsi BceM TNalUMEHTaM C TMOJO3PEHHEM Ha CHHAPOM jeneuuu 22-u
XPOMOCOMBI TPOBOJIUTH HcchenoBanre Y 3W opraHoB MOUYEBBIIETUTEIBHON CUCTEMBI JJIS
BepuduKkanuu mopokos paszsutus [12, 18].

YpoBenb  yOenurTenbHocTH  pekoMeHgamumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 4)

e Pexkomenayercsi BceM TNalUMEHTaM C TMOJO3PEHHEM HAa CHHAPOM jeieuuu 22-i

XPOMOCOMBI BBITIOJHATh HAa30(apUHTCATbHYIO JHIOCKOMUIO JUIsI BBISBICHUS TOPOKOB

nuneBoro ckenera [10, 12].
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YpoBenb  yOeaureqabHocTH  pexkoMeHaauuidi C  (YypoBeHb  J10CTOBEPHOCTH
0KA3aTeJbCTB — 4)

e PexomeHayercss BceM MalMeHTaM C TMIOJIO3PEHHMEM Ha CHHIPOM Jelenuu 22-i
XPOMOCOMBI BBITIOJIHATh ayJAMOMETPHIO JIJISl BHISIBJICHUS CHIDKEHHS cityxa [4].

YpoBenb  yOeaureqabHocTH  pexkoMeHaaumidi C  (YypoBeHb  J10CTOBEPHOCTH
0Ka3aTeJbCTB — 4)

e PexomeHayercss BceM MalMeHTaM C I[IOJIO3PEHHMEM Ha CHHIPOM Jelenuu 22-i
XPOMOCOMBI MPOBOJAUTH O(TaNbMOJOrHUYEecKoe o0cienoBaHue (BU3YalbHBIH OCMOTp, B
TOM YHCJIC C TIOMOIIBIO IIEICBOM JIaMITbI, OMPEASIICHUE OCTPOTHI 3PEHUS) I OLCHKHU
CHIDKCHUS 3pEHHS, IOPOKOB pa3Butus [3, 4].

Yposenb  yOenureqnbHOcTH  pekoMeHgamuii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 4)

e Pexkomenayercsi BceM DaUMEHTaM C [OJO3PEHHMEM Ha CHUHAPOM jejeuuu 22-u
XPOMOCOMBI MPOBOJUTH OLIEHKY (DPU3MUYECKOTO Pa3BUTHSI C LIETBIO BBISBICHHS 3aJCPKKU
pazButus [1, 3, 18].

YpoBenb  yOenurtenbHocTH  pekoMeHpganumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 4)

e PexoMeHayeTcsl MalyeHTaM C MOJAO3PEHUEM HAa CHUHIPOM JeNeluH 22-i XpOMOCOMBI, B
3aBUCHUMOCTH OT KJIMHUYECKUX mposiBieHuid, mposeaenrne MPT/KT mo mokazanusm ans
BBISIBJICHUE XPOHUYECKHX 09aroB HH(MEKIHH, ITOPOKOB pa3BuThs [12].

YpoBenb  yOenurTenbHocTH  pekoMeHaaumumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 4)

e PexoMeHayeTcsl NalMeHTaM C MOJO3PEHMEM Ha CHUHAPOM JAeNenud 22-i XpOMOCOMBI
NpoBeJeHNE aHTHOrpad K MPH MOT03PEHUN Ha TIOPOKH Pa3sBUTHS cocynoB [12].
YpoBenb yOeauresbHOCTH  pekoMengaumii C  (ypoBeHb  /10CTOBEPHOCTH

0KA3aTeJbCTB — 4)

2.5 UHasi TMarHoCTHKA

e Bcem manmueHTaM ¢ TOJO3PEHHEM HA CHHIPOM JAeNenuu 22-ii  XpOMOCOMBI
pexoMeHayeTcs1 ipoBeneHue (aroopecieHTHONM rudpuauzanuu in situ (FISH) ¢ JTHK-
soaom TUPLE 1 (HIRA) ¢ nensio Bepudukanuu reHerndeckoro aedekra [5, 7, 9, 10,
20].

YpoBenb  yOenurTenbHocTH  pekoMeHgammii C  (ypoBeHb  [10CTOBEPHOCTH

0KA3aTeJbCTB — 4)

15



KOMMeHTapI/[I/I: HeKomopbvle «amunudHsvle) Oeﬂeuuu He nonaoarom 6 PECUOH,

onpeoensiemvlii. memooom FISH-eubpuouzayuu. B smux cayuasx neobxo0umo uUcnonb308amo

XMA (cpasnumenvuyro eenommnyio eubpuousayuio (ACGH)) [2].

[TaruenTam ¢ MOAO3PEHUEM Ha CUHJIPOM JejIeluu 22- XpOMOCOMBI U OTPULIATEIIbHBIM
pe3ynbTaTOM TP HCMOJdb30BaHMM Meroaa FISH-rubGpuamzanuu pexoMeHayeTcst
MPOBEJICHUE XPOMOCOMHOTO MHKpOMaTpuuHOro ananuia (XMA) unu cpaBHHUTEIbHAs
renomHas rubpuamzanus (ACGH) ¢ menpo BepuUKalMu TeHETHYECKOro JedeKTa.
Taxoke BO3MOXHO HCIIOJIb30BaHKe BMecTo Metoaa FISH-rubpumuzanuu [2, 10, 20].

YpoBenb  yOeaureqabHocTH  pexkoMeHaauuidi C  (YypoBeHb  J10CTOBEPHOCTH

0KA3aTeJbCTB — 4)

Bcem mamueHTaM ¢ [OJO3pCHHMEM HA CHHAPOM Jeienud 22-d  XPOMOCOMBI
pPeKOMeH/IyeTcsl MPOBEACHHE MYJIbTUIUICKCHOH nurasHoi ammiudukaiuun (MLPA) c
1eNbIo BepuduKaly renernieckoro aedexra [2, 7].

YpoBenb  yoOenurTeabHOCTH  pekomeHmanmii C  (YpoBeHb  IOCTOBEPHOCTH

0KA3aTeJbCTB — 4)

[TanuenTam ¢ MOJO3PEHHMEM HA CHUHAPOM Jelieuu 22-# XpOMOCOMBbI PeKOMEHIyeTcs
IpOBE/IEHUE, TpU OTCYTCTBUH IOJIOKUTEIBHOIO pe3yibTaTa BbIIIEONUCAHHBIMU
METOaMH, METO/A MpsiMOro cekBeHupoBanus o Cenrepy reHa TBX1 unu onpenenenue
neneuuu/nynaukanun B reHe 1BX1 meromom MLPA ¢ nenbio  Bepudukanuu
reseTuyeckoro aedekra [8].

Yposenb  yOenurtenbHocTH  pekoMengamumii C  (ypoBeHb  [10CTOBEPHOCTH

J0KA3aTeJbCTB — 4)

Pexomenayercsi BceM TalMeHTaM C TOJO3pEHHEM Ha CHHAPOM jenenun 22-i
XpPOMOCOMBI KOHCYJIBTALMM CHELIUATUCTOB, JJISI OIEHKU TSHKECTH COCTOSHHA U
comyTCTBYMOIICH naronoruu [1, 4, 11].

YpoBenb  yOeaureqabHocTH  pexkoMeHpaumidi C  (YypoBeHb  J0CTOBEPHOCTH

J0KAa3aTeJIbCTB — 4)

KommenTapun:
o Koncynomayusa kapouonoea
o Koncynemayusa ummynonoea
o Koncynemayus uenrocmmuo-nuyego2o xupypaa
o Koncynomayusa snooxpunonoza

o Koncynemayusa JIOP-epaua
o Kouncynomayus ogpmanvmonoeca

o Koncynemayus nesponoea/ncuxuampa
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©) KOHchmeal/;u}l ceHemuka

@) KOHC)/JmeaI/[MM Opyeux cneyuaiucmoes no nOKA3anuAm

3. Jleuenue

3.1 KoucepBaTuBHoOe JieYeHHE

Llenv neuenus: KOpPeKyus HCU3HEYSPOICAOWUX MOPPOon0cULecKUX 0ehekmos, KOHMpOb

3a qu)eKT/;MOHHblMM MUZ00aAMU U Komnencayust UMMYHOJI02UYECKUX Oeqbekmoe, KOHmMpOJlb 34

aAymouMMYHHbIMU  OCIIOHCHEHUAMU, obecneyenue npu6ﬂMDfC€HHblx K HOpMAlbHbIM pocnty U

pazeumuto pebenka, obecnedenue xopouie2o kavecmaa xcusnu nayuenma [1, 2, 3, 4, 11, 12].

Pexomenayercs nanueHTaM ¢ CHHIPOMOM JI€TEUU 22-i1 XpOMOCOMBI B 3aBUCUMOCTH OT
CTEMEeHH BBIPAKEHHOCTH MMMYHOJIOTHYECKOro nedekTa 3amectutenbHas Tepanus BBUT
B no3e 0,4-0,6 r\kr 1 pa3 B 3-4 nenenu. B ciyuae camxenus ypous 1gG mo3a BBUT
noxoupaeTcs ¢ y4€ToM MpeTpaHcy3MOHHOTO YpOBHsS HE MeHee 6-7 r/n. HeobOxomum
€KEeMECSIYHBI KOHTPOIb MPEeTPaHCHY3UOHHOTO YpPOBHS (TOJIBKO TEM, KTO MEPETUBACT
BBUI'). Ilpu HapymeHun crnenu@uueckoro aHTHUTEN000pa30BaHUS WU HOPMAaIbHOM
yposue 1gG cpeansist 1o3a uist peryssipaoro BBeaeaus BBUTI - 0.5 r/kr maccsr Tena [1, 3,
4,12, 21].

Yposenb  yOenurTenbHocTH  pekoMengamumii C  (ypoBeHb  [10CTOBEPHOCTH

J0KA3aTeJbCTB — 4)

Pexomenayercst manueHTaM ¢ CUHIPOMOM JAeNenuu 22- XpOMOCOMBI, B 3aBUCUMOCTH
OT CTENEHU BBIPAKEHHOCTH MMMYHOJOTMUYECKOro Je(eKTa, Ipu HATUYUU JTUMQOIECHHUH,
BBIPQXCHHOM CHIK€HUM MHUTOIC€HHOI'O OTBETA, COMYTCTBYIOLIUX XPOHUYECKUX OYarax
MH(pEKINY, Ha3HaYeHHe MNPOPMIAKTUYECKON aHTHOAaKTepUalbHOM, MPOTHUBOIPUOKOBOM
tepanuu [3,4,11].

YpoBenb  yOenurtenbHocTH  pekoMeHgamumii C  (ypoBeHb  [10CTOBEPHOCTH

0KA3aTeJbCTB — 4)

KOMMCHTapHI/I: Haubosee yacmo ucnojvizyembvle aHmuGaKmepuaﬂbeze npenapamsl Ha

6ecb nepuoo IUMGboneHuU 8 603pacmublx 003UPOBKAX

1. Ko-mpumoxcazon (Cynvghamemoxcazon+Tpumemonpum)** - 5 me/ke/cym &
0sa/mpu npuema — 3 paza 6 Heodeno (Oepanuuenue 6 npumeHenuu y oemetl 00 3
nem,).

2. Asumpomuyun™* 10 me/xe/cym 1 paz 6 oewv — 3 pasa 6 Hedenro (0cpaHuieHue 8

npumeHnenuu y demeti 0o 12 nem u maccoul mena menee 45 xe)
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3. Amoxcuyunnrun+kiagynanosas kucioma™** ¢ ooze 40 me/ke/cymku 6 06a npuema -
eHCceoHesHo,

Ilpomueozpubrosas mepanusi.

1. @nyxonazon™* 6 me/xe/cym x 1 paz 6 oeno.

e PexoMeHayeTcsl MalMeHTaM C CHHIPOMOM JeJelMH 22 XpOMOCOMBI IpU HaJIWYUH
rUIonapaTupeo3a Ha3HAYEHME KalbLUs XJIOpUZa B BO3PACTHBIX JIO3MPOBKAX JJIs
KOPPEKLUH YPOBHS JIEKTposinToB [4, 11].

YpoBenb  yOenureabHOCTH  pekoMmeHaaumii C  (ypoBeHb  [IOCTOBEPHOCTH
0KA3aTeJbCTB — 4)

Kommenrapumn: V  uacmu oOemeu ¢ memabonuueckumu U 21eKMPOIUMHBIMU
HapYWeHUsAMU, NPeUMyueCmeeHHo 6 6uoe SUNOKaIbYUeMuu, 6n10ms 00 SUNOKATbYUEMUYECKUX
Cyoopoe, iederue KI04aen 3amMecmumenbHyo mepanuno npenapamamu Kaibyus, 6 HeKomopbix
cnyuasax eumamuna D. Pekomenoosano monumopuposanue yposHs Kaibyus 8 meyenue HCusHu ¢
nocneoyouetl koppekyuei 003 npenapamos [1,2,4,11,12].

e PexoMeHayeTcsi IalueHTaM C CHUHAPOMOM Jelenuu 22-i  XpOMOCOMBI: IIpH
BO3HUKHOBEHUH ayTOMMMYHHBIX OCJIOXKHEHHUI NPOBEIECHUE TEpaluu B COOTBETCTBUHU C
COOTBETCTBYIOLIMMH MPOTOKOJIAMH ayTOMMMYHHBIX 3a0oneBanuii [1,6,12].

YpoBens  ybOenureabHOCcTH  pekomeHaaumii C  (ypoBeHb  [I0CTOBEPHOCTH
JI0KA3aTeJILCTB — 4)

e PexoMeHnayercsl naiueHTaM ¢ CUHAPOMOM JI€JeUH 22-i XpOMOCOMBI: IPU OTCYTCTBUU
WIA HE3HAYUTEIHbHOM HMMYHOJOTHYECKOM Je(eKkTe He MpPOBOIUTH CHEUU(UUYECKYIO
TEeparmuio, MPOBOTUTCS KOHTPOJIb HHPEKIIMOHHBIX 3a0oseBanuii [1, 4, 6, 12].

YpoBens  ybOenureabHOcTH ~ pekoMmeHaaumii C  (ypoBeHb  [I0CTOBEPHOCTH

0KA3aTeJbCTB — 4)

3.2 Xupypruuyeckoe JeyeHUue

e PexoMeHnayeTcsl MalMeHTaM ¢ CUHAPOMOM Jelenuu 22-i XpOMOCOMBI B 3aBUCUMOCTH OT
CTETICHHU TSDKECTH MOPOKOB cep/Iiia Xupyprudeckas koppekuwus [1, 2, 4, 10, 11, 23, 25].
YpoBenb  yOenurTenbHocTH  pekoMeHgamumii C  (ypoBeHb  [10CTOBEPHOCTH
J0KAa3aTeJIbCTB — 4)

Kommenrtapuu: Kax npasuno, camviii mssxicenvlii. nepuoo MHCuHu Oisi oemel C
cunopomom Ju I'eopea obycnosenen cmeneHvio NopadzceHus cepoedHo-cocyOUcCmou CUCHEMDbL.
Koppexyus  nopokoeé  cepoya  npogooumcsa  no  cOOMBEMCMEYIOWUM — KIUHUYECKUM

PEKOMEHOAYUAM.
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PexomeHnayeTcsl MareHTaM C CHHAPOMOM JieNieliud 22-i XPOMOCOMBI, B 3aBHCUMOCTH
OT CTCNEHH BBIPAKEHHOCTH ITOPOKOB JIMIIEBOIO CKEJIeTa W TOPTaHH, XUPYpruyecKas
xoppekuwus [1, 4, 10, 24, 25].

YpoBenb  yOenurTenbHocTH  pekoMeHgamumii C  (ypoBeHb  [10CTOBEPHOCTH

0KA3aTeJbCTB — 3)

KommenTapuu: Haubonee uacmo xoppexyuu noonedxcum pacujenjieHue Héoa u eepxmeti
2y0bl, Jleuenue KOmopulx HeoOX00UMO Npo8ooUms 8 MAKCUMAIbHO KOPOMKUE CPOKU C
yenvlo NpohuIaKmuKy acnupayuu, nposoyupyloweli pasgumue ungexyui. Koppexyus
HOPOKO8 JULUeso20 cKelema npogooUmcs Nno COOMEEMCMBYIOWUM — KIUHUYECKUM

DPEKOMEHOAYUSIM.

3.3 UHoe J1eyenne

Pexomenayercsl manueHTaM C CHUHIPOMOM Jelieluu 22-i XpOMOCOMBI IPU HaIUYUU
BbIpaskeHHOro T-kietoyHoro aedekra y namueHtoB ¢ noaHsiM CIT, deHoTHNHYECKH
IOXOKUM Ha TOKETYI0 KOMOMHUPOBAaHHYI0 HMMMYHHYIO HEJAOCTaTOYHOCTb, C
BBIPR)KEHHBIMH WMMYHOJIOTUYECKAMHU HApYIIEHUSMH ¥ BBICOKHM PHCKOM JIETaJIHHOTO
UCXO0J1a B JIETCKOM BO3pAacTe MPOBEJCHNE TpaHCILIaHTalus Tumyca [26-30].

YpoBenb  yOenurTenbHOCTH  pekoMeHgauumii B (ypoBeHb  [10CTOBEpHOCTH

JI0KA3aTeJILCTB — 2)

Pexomenayercsi manueHTaM 0 6 MECSYHOTO BO3pacTa C CHHAPOMOM Jenenuu 22-i
XpPOMOCOMBI TIpH Tpo0iieMax ¢ KOPMJIGHHEM M TJIOTaHHEM BCICICTBHE JedeKra
Beslo(aprHTeaIbHON HEJIOCTATOYHOCTH YCTaHOBJICHUE racTpocToMsl [11, 24].

Yposenb  yOenurTenbHocTH  pexkoMengaumii C  (ypoBeHb  [10CTOBEPHOCTH

JI0KA3aTeJILCTB — 4)

Pexomenayercsi TanueHTaM JIOIIKOJIBHOTO BO3pacTa C CHHIPOMOM Jeneruu 22-i
XPOMOCOMBI TIpH 33JIepiKKE pa3sBUTHSL PEUd Tepanusi U CONPOBOKACHHE HEBPOJIOra,
joromena, ncuxuatpa [12, 17].

YpoBenb  yOeaureqabHocTH  pexkoMeHaaumidi C  (YypoBeHb  J0CTOBEPHOCTH

JI0KA3aTeJbCTB — 3)

Kommenrapuu: [7aenoil npobnemou 8 wiKOIbHOM 803pacme AGIAIOMCA Npobiembl ¢

oboyuenuem u nosedenuem. Cunopom oeuyuma HUMAHUS, SUNEPAKMUBHOCb, AYMUCTNIUYECKUE

3abonesanus, Goobuu ecmpeuaiomcs dawje, vem 6 odwel nonynaiyuu Ooemeu. bonvuuncmeo

Ooemeli KOHCYZIbmUupyromcs y HeBpol0206, NCUXO010206 U NCUXUAMPOSE. B&’pOCﬂble nayuermol

HaOII00aMcs ¢ OUACHO3AMU «NCUXO3» UNU «WUZ0PPeHUs», «Oenpeccusy, «OUnonapHslil

CUHOPOMY.
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4, PeaOnauranus

PexoMenayercsi conuanbHas W ICHXOJOTHYECKas peaOWiIMTanus BCeM MaIMEeHTaM ¢
CHHIPOMOM JeJeuuu 22-i XpOMOCOMBI. BONBIIMHCTBO MAalMEHTOB HAOIIOJAIOTCS
IICUXOJIOTAMM M TICUXMATPaMU B TEYEHHE BCEH XHU3HU B CBSA3U C IOBEIEHYECKUMU
npobieMaMu pa3uuHoro xapakrepa [17].

YpoBenb  yOenurenbHocTH  pekoMeHgaumii C  (ypoBeHb  J10CTOBEPHOCTH

JI0KA3aTeJbCTB — 3)

PexomenyeTcst peabuInTaIHs TIOCIIE XMPYPTHUECKON KOPPEKIMU TIOPOKA CEPALA W/UiTH
KOPpPEKIuK Je(EeKTOB JIMIEBOIO CKeJIeTa, TOPTAaHH IMAlMEHTaM ¢ CHHIPOMOM JEJIEIUH
22-ii XpOMOCOMBI B paMKaxX KaTaMHECTHYECKOrO HaOJIOJEHHs CIEenUaIuCTaMu
cootBeTcTBYyomiero npoduis [10, 24, 25].

YpoBenb  yOenureabHocTH ~ pekoMmeHgammii C  (YpoBeHb  [IOCTOBEPHOCTH

J0KA3aTeJbCTB — 4)

5. IpodpuiakTuka u AucnaHcepHoe HaldJII0IeHHE

Crnenuduueckas npouIaKTUKa JAHHOTO 3a00JIEBaHUS OTCYTCTBYET.

PexoMenayercsi BceM TMamuMeHTamM ¢ Jenenuel 22-i XpoMOCOMBI JAHCHaHCEPHOE
HaOJNIOZIcHUE Teauarpa/TepaneBTa MO MECTY JKUTENIbCTBA [IJISi OLIEHKH COCTOSHUS
3mopoBbs [1,2,7].

Yposenb  yOenurtenbHocTH  pekoMengauumii C  (ypoBeHb  [10CTOBEPHOCTH

JI0Ka3aTeJIbcTB—4)

Pexomenayercss manMeHtaM Cc  genenued  22-i XpOMOCOMBI  IOJy4YarOUIUM
cnenuduueckyro Ttepanuto (BBUI') nucnancepHoe HaOmoeHME HMMYHOJIOTra s
KOHTPOJIS IPOBOJIUMOI! Teparuu, olleHK! 3G deKTHBHOCTH Tepanuu [ 1, 2].

YpoBenb  yOenurTenbHocTH  pekoMengaumii C  (ypoBeHb  [10CTOBEPHOCTH

I0KA3aTeJbCTB — 4)

Pexomenayerca wuccnenoBanne OAK ¢ moacueroM JneikouuTapHOd — GOpMYIIBI,
ornpezelieHue ypoBHEH uMMyHOTIIo0yiimHOB A, M, G, Kalblus ManueHTam ¢ Jelerueit
22-1f XpOMOCOMBI ¢ 4acTOTOH He pexe | paza B rox. IlamueHTam ¢ MOJHBIM CHHIPOMOM
Jlu Teopra o0s13aTeNIbHO ompejieneHue npeTpancdy3noHHoro yposHs 1gG mepen kKaxapiM
cienyroum BBeaennem BBUT [1, 7].

YpoBenb  yOenurteqbHOocTH  pekoMeHaamumii C  (ypoBeHb  [10CTOBEPHOCTH

A0Ka3aTeJbCTB—4)
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e PexoMeHayeTcsl TPOBECHNE WHCTPYMEHTAIBHBIX METOJOB UCCIICIOBAHUS TAIUCHTAM C
nenenuen 22-i XpoMOCOMBI, 10 MMOKa3aHUSIM (HAIHYHE JKaj00 CO CTOPOHBI JKEITYIA0YHO-
KHUIIIEYHOTO TpPaKTa, CO CTOPOHBI CEPACYHO-COCYAUCTON CHCTEMBI, CO CTOPOHBI
MOUYEIOJIOBOM CUCTEMBI, KaIllellb, TOJIOBHBIC OOJHM) IS OICHKH OOINEro COCTOSIHHS
NalMeHTa, HAJIWYUS WM OTCYTCTBHS XPOHUYECKMX OYaroB HH(MEKIMH, a TaKkKe
HaOJII0IeHNE COMYTCTBYIONIEH marooruu [1, 2, 7].

YpoBenb  yoenuteabHocTH  pekoMenaaumii C  (YpoBeHb  [10CTOBEPHOCTH
JI0KAa3aTeIbCTB —4)
KommenTapum:

. IOKI'— 1 pas 6 200

. Y3U oprowmnoii nonocmu, nouex, 3XO-cepoya — 1 paz 6 200
. Hencumomempus — I pas 6 200
. Penmeenoepagus epyonoii knemxu, KT, MPT — no noxazanusm.

Ilpu Hanuyuu conymcmeyroweli namoiocuu 603MOJHCHA 0olee yYacmoe NposedeHuU
UCCIe008anull N0 NOKA3AHUAM Y3KUX CREeYUATUCTOB.

e PexoMeHayeTcsl TIPOBEACHHE IEPUOJUICCKHX KOHTPOJBHBIX OCMOTPOB CMEKHBIMHU
CICIUAINCTAMH IS TTAlIMEHTOB ¢ Jelieluedl 22-i XpOMOCOMBI, JJIsi OLIEHKH OOIIero
COCTOSIHHS 37I0POBBSI H KOHTPOJISI COMYTCTBYIOIEH matosoruw [1, 2, 7, 24, 26].

Yposenb  yOenurenbHocTH  pekoMengammii C  (ypoBeHb  [10CTOBEPHOCTH

JI0Ka3aTeJIbCTB — 3)

KommenTapun:

. Ocmomp epaua-xupypea — 1 paz 6 200

. Ocmomp eépaua- cmomamornoza — 1 pas 200

. Ocmomp eépaua-omonapuneonoza — I paz 6 200

o Ocmomp eépaua-kapouonoza — I paz 6 200

J Ocmomp eépaua-zacmposnmeponoza — 1 pas é 200
. Ocmomp epaua-ogpmanvmonoza — 1 paz 6 200

. Ocmomp epaua-nesponoza — 1 paz 200

Ipu Hanuuuu conymcmeyiouell namoiocuu 603MONCHA Oolee YACMAs KOHCYIbMAyUs.
CNeyuanucmos, 8 3a8UCUMOCmyU Om NOKA3AHUL U COCMOANHUsA nayuenma. Yacmoma nocewjenus
MO20 UNU UHO20 CHeYyuanucma U 4acmoma aHAIU308 3a8UCUM OM KAUHUYECKUX NPOAGIeHUl
oannoco cunopoma. OOHAKO edce200Has OUCNAHCEPU3AYUS DPEeKOMEHOO08AHA OJisi KOHMPOIs
UHMEKYUOHHOU 3a001e8aeMOCMU, UMMYHOLOSUYECKUX NOKazamenel U @QYHKYuti OCHOBHbIX

cucmem opeanusma.
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e PexoMeHnayeTcsl ManueHTaM ¢ Jenenuen 22-ii XxpoMocoMbl IIPOBEACHHUE NIEPUHATAIBHON
JTUArHOCTHKYU U T€HETUYECKOEe KOHCYIbTHPOBAHUE, C IIEJIbI0 MPEJOTBPAIICHUS POXKICHUS
NpyruX JeTei ¢ JaHHbIM 3a0oseBanueM [ 1, 2, 20].

YpoBenb  yoenuteabHocTH  pekoMenaaumii C  (ypoBeHb  [10CTOBEPHOCTH
0Ka3aTeJbCTB — 4)

Kommenrapuu: /lereyus 22-ii xpomocomsl Haciedyemcs aymocoOMHO-0OMUHAHMHO, C
seposimnHocmoulo nepedauu namonoeuu 6 50%. Ilpu smom ommeueno, umo y nNOmMomcmea
cuHOpom bonee svipadiceH, wem y pooumeins. borvuwuncmeo ciyyaes ¢ cunopomom deneyuu 22-u
XPOMOCOMbI HOCUM Cnopaouyeckuil xapakmep, u ¢axkmopul pucka neuzgecmusl. llpenamanvras
OUACHOCMUKA PEKOMEHO08AHA, eCilu 00UH U3z pooumereli umeem oeneyuio 22 xpomocomwl, 8 50%
cyyaes namosno2us Hacaeoyemcs ¢ Oonee maANCeNbIMU KIUHUYECKUMU nposereHuamu. Taxowce
npu evisenenuu CHI y pebenka pexomenoosano obciedoganue pooumeneii U cubIuH208 0is
uckmouenusi C/I" y nux. I[Iposooumcs FISH-ouaenocmuxa del22 unu onpedenenue mymayuu 6

eene TBXI nocne gvinonnenus amMHuoyernmesa uiu 36160]?61 B0pPCUH XOPUOHA.

6. I[OHOJIHHTCJILH&H I/IH(l)OpMaIII/ISI, BJINAIOIIAsA HA TCYCHHUE U UCX0Q

3a00/1eBaHUA
[IpenynpexaeHne OCIOXHEHUH, XapaKTEPHBIX JUIs Pa3HOTO BO3PACTHOrO IEpHOJa, U
aJIeKBaTHAs Teparusi 00eCIeYnBaIOT JYUIIHIA IPOTHO3 TalueHTy [1, 2, 7].
Baknunanus
BaknuHanuu mpoBOAWTCS BCEM MalMeHTaM (B3pOCIHBIM M JAETAM) C Jenenuei 22-i
XpPOMOCOMBI, 3a HUCKItoueHueM manueHToB ¢ mnoiubiM CJI. Jlns omenku 3ddexkTuBHOCTH
BaKIIMHAIIMA HEOOXOTUM KOHTpOJb  crnenuduuecknx AT K BakIMHHBIM  IITaMMaM

MuKpoopranuzMoB. Ha ¢one 3amecturensHoil Tepanun BBUIT BaknunHanus He nenecoobpaszHa

[31, 32, 33, 34].

7. OpraHu3anusi MeIUIIMHCKOMW MOMOIIH
Iloxa3zanuga 151 NJIAHOBOM rOCMUTAJIN3ANMMN
e [lanMeHTHl C CHHAPOMOM JeNeluu 22-i XPOMOCOMBI IOJKHBI OBITh TOCITUTAIN3UPOBAHBI
B CTalliOHAp JUIsl KOPPEKIMH IMOpOoKa cepiala W/wid JAedeKTOB IUIEBOTO CKeleTa, a
TaKKe I yriyOJIeHHOTO, B TOM 4YHCJE, HHCTPYMEHTAJIbLHOTO OOCIeoBaHUS IS
BBISIBJICHU A I/IH(i)eKI_[I/IOHHBIX nu leyrl/IX OCJIO)KHeHI/IfI HpI/I HaJIn4Ynn COOTBeTCTBYIOIIleﬁ
CHUMIITOMATHUKMH.

IMoxa3anus NI IKCTPEHHON rOCHUTAINU3ALMHU:
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e [lpu momo3penun y maumenta noinoro C/I, ¢enorunuuecku cxomanoro ¢ TKHH, c
LEJIBI0 M30JSLMOHHBIX MEpOIpPUITUH M 00CiIeloBaHMs IIOKa3aHa rOCHUTalIu3alus B
CTEpPHIIbHBIN OOKC.

e [Ipu BO3HUKHOBEHUHU MH()EKLNOHHBIX HJIM AyTOUMMYHHBIX OCJIOKHEHUH JJIs1 HA3HAUCHUS
KOMIUIEKCHOW TEepaIuu.

IToxa3zaHus AJis BBINMCKH U3 CTALMOHApA:

o JlocTikeHUE CTa0MIM3AIMH COCTOSHUS.
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KpnTeplm OLICHKHU Ka4YeCTBa OKa3aHUuA MeIlHIII/IHCKOﬁ nmomMouu

Kpurepuii kayecTBa

YpoBeHb
JAOCTOBEPHOCTH
JA0Ka3aTeIbCTB

YpoBeHb
y0eauTeabHOCTH
peKoOMeHIanuii

IIpoBeneH Ha JTane MNEPBUYHOM JUATHOCTHKHU (IIpH
MOJO3PEHUH Ha cuHIpoMm neneruun  22(11.2) cbop
aHamHe3a ¥ kano0, (usmkanpHOE 00CIeI0BaHNE

C

4

[lpoBeneHo Ha  JTame  TNEPBUYHOH  JHATHOCTHKH
yrayOleHHoe J1abopaTopHOE obcnenoBaHue  JyIst
OINPENENICHUsI TSHKECTH HMMMYHOJIOTUYECKOTO JieeKTa
(onpenenenne wummyHornoOymuno IgA, IgM, 190G
CBIBOPOTKH KPOBH, CIEIU(PUUECCKUX MOCTBAKIUHAIBHBIX
aHTHTEI, OLIEHKa KIJIETOYHOTO UMMYHHTETA
(MMMYHO(EHOTUTTUPOBAHUE nuMpouTOB KPOBH),
MHUTOTCHHBIH OTBET)

[IpoBeneHo Ha  JTame  MEPBUYHOW  JAMATHOCTUKH
yriayOJIeHHOE WHCTPYMEHTAJIbHOE oOciieoBaHUE /ISt
BBISIBJICHUSI UH(EKIIMOHHBIX U JAPYTrUX OCIOXHEHUU MPH
HaJU4YUM  COOTBETCTBYIOIIEW  CHUMNTOMATHUKH) — —
KOMIIBIOTEpHAsI TOMOTpadus JIETKUX U OPTaHOB OPIOLTHOM
I10JIOCTH, YEJIFOCTHO-JIMIIEBOT'O CKeJleTa

[lpoBeneHo Ha  9JTame  TMEPBUYHOHM  JHATHOCTHKH
BBISIBJICHHE JENEeIMU y4yacTKa 22 XpPOMOCOMBI METO/IOM
duroopectienTHol rrOpuau3anuer in situ (FISH) wu
XPOMOCOMHOTO MHUKpPOMAaTpU4HOro aHanuza (XMA) win
cpaBHHTENbHAss TeHoMHas rubOpumusanus (aCGH) wm
meronoM MLPA. Ilpu orpuuarensHoM pe3ynbraTe —
METOJI MpsIMOTo cekBeHupoBaHus no Cenrepy rema TBX1
WJIY TIOUCK JIeJIelliu B 3ToM reHe merogom MLPA

[Tpy HamUUUKM TOpOKA Cepala W AHOMAIHMHA JIHIICBOTO
CKeJieTa, MpOBeleHAa KOHCYNbTAIlUs KapAHOXHpypra H
YEIOCTHO-JIMIIEBOTO XHPYypra sl pEeIIeHUs BOIpoca O
HEOOXOJUMOCTH M 00BbEeME XUPYPTUUYECKOW KOPPEKIIMH
nedexra(oB)

NpoBE/eHAa 3aMECTHUTENbHAs Tepamusi IpernapaTamu
BHYTPUBEHHBIX UMMYHOIJIOOYJIMHOB B CIIy4ae BBISIBICHUS
CHIDKCHUS  YpOBHS  HMMyHornoOymuHa G w\wim
HapylIeHUs crenuuIecKoro aHTUTENI000pa30BaHMs

OTCYTCTBI/IC THOMHO-CeNTUYECKUX OCIIOJKHEHUM Ha

MOMCHT BBIIIMCKHU M3 CTallTMOHApa

Ha srane naGmoneHus Ipu HATUYUKM PELUANBUPYIOIINX
MH(EKIIMOHHBIX 3a00JIeBaHUAX Ha3HA4Y€Ha
aHTUOAKTEpUAIbHOW, TMPOTUBOIPUOKOBOM TEpamuu C
npoUIAKTHYECKON LENbI0
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IIpunoxenune Al. CocraB padoueii rpynnbl

PymsinueB Agexkcanap I'puroppeBHY - [TOKTOp MEIMIMHCKMX HaykK, HIpodeccop,
akageMuk PAMH, npesunent HaumonanbHOro o0miecTBa 3KCHEPTOB B OOJIACTH MEPBUYHBIX
UMMYHOJe(PHUINTOB, YieH HannonaapHOTO 00IIecTBa JETCKUX I'e€MaTOJIOTOB  OHKOJIOTOB, WICH
EBponeiickoro o61ecTsa reMaToa0roB

Hlepouna Auna FOpbeBHA — JOKTOP MEIMIIMHCKUX HAyK, UCIIOJTHUTEIbHBIA TUPEKTOP
HanmonanpHoro o0mecTBa 3KCHEPTOB B 00JacTH MEPBHYHBIX WMMYHOJC(PHIIMTOB, UJICH
HarnmonansHOTO 001IIECTBA IETCKUX I'eMaTOJIOTOB M OHKOJIOTOB, WieH EBporielickoro obmiecTBa
UMMYHOJE(PHUIIUTOB

Kysbmenko Haraiusa bopucoBHa — KaHAMIaT MEIMLMHCKUX HAayK, WIEH
HanmonaneHoro o0miecTBa AKCHEPTOB B 00JacTH TMEPBHYHBIX HWMMYHOJC(HHUIMTOB, ICH
HanmonansHOTO 001IIECTBA IETCKUX I'eMaTOJIOTOB M OHKOJIOTOB, WieH EBporielickoro obmiecTBa
UMMYHOJE(PHUIIUTOB

JlarbimeBa Tatbsina BacuibeBHa - JOKTOp MEAMLMHCKUX Hayk, mpodeccop, djieH

npesuauyma Poccuiickoi acconyanuy ajuieprojaoroB ¥ KIMHUYECKUX UMMYHOJIOTOB.

IBen Ouiecsi BacuiabeBHa - wieH HaunonanbHOro oOmiecTBa 3KCHEpPTOB B o0nacTu
NEPBUYHBIX MMMYHOAEPUIMTOB, wieH HanumonanbHOro o0IiecTBa AETCKMX I'€MAaToJIOroB U
OHKOJIOTOB, wieH EBponelickoro oduiecTBa MUMMYHOE(PHUIIUTOB

Kongauxkrt unrepecon:

[lTepbuna A.}O. B TeueHue MOCIENHUX 5 JIET OCYILECTBIUIA JIEKTOPCKYIO AESITEIbHOCTD
npu mnoxanepxkke kommanmii CSL  Behring, Kedrion, Biotest, Pdapm, sBistonmecs
W3rOTOBUTEIAMU\TUCTPHOBIOTOPAMH  TIPETIAPATOB BHYTPUBCHHBIX HMMMYHODNIOOYIMHOB. He
y4acTBOBAJIA B IPUHATHH OKOHYATEIbHON PEJaKLUU pa3/iena JCUECHHUs.

Ky3pmenko H.b B Teduenune nocineaHux S €T OCYIIECTBIISAIA JEKTOPCKYIO AEATEIbHOCTh
npu noazepkke komnanuii CSL Behring, siBnstroineiicss H3roToBUTENEM MpenapaToB
BHYTPHUBEHHBIX IMMYHOITIO0yIMHOB. He yuacTBOBaia B IpUHATHH OKOHYATEIbHOMN pelakiiuu

pa3aciia JICUCHUA.



IIpunoxenue A2. MeronoJiorus pa3padoTKki KJIMHHYECKUX PEeKOMEH A i

HeseBasi ayTuTOPUS JAHHBIX KIMHUYECKUX PeKOMEH 1AM

Nmmynosnoru 14.03.09
[Tenuatpsr 14.01.08

Bpauu o6meit npaktuku 31.08.54

Kapanosnoru 14.01.05

1
2
3
4. I'emaronoru 14.01.21
5
6

Hesponoru 14.01.11

Taoauna I11 — YpoBHU 1O0CTOBEPHOCTH JI0KA3aTEIbCTB

YpoBensb
JOCTOBEPHOCTH

HcTOoUyHMK 10KAa3aTEILCTB

1(2)

[IpocniekTHBHBIC paHAOMH3UPOBAHHBIC KOHTPOJIMPYEMbIC UCCIICOBAHUS
JloctaTouHOE KOJWYECTBO HCCIICAOBAHUM C JIOCTATOYHOW MOIIHOCTBIO, C
ydacTHEM OOJBIIOr0 KOJMYECTBA MAIMEHTOB M TOJyYeHHEM OOJbIIOTO
KOJIMYESCTBA JAHHBIX

KpymnHbie MeTa-aHanu3sl

Kak MHHMMYM OJHO XOpOIIO OpPTraHW30BAHHOE PaHIOMHU3UPOBAHHOE
KOHTPOJIUPYEMOE UCCIIEJOBAaHUE

PernpesenTaTiBHas BBIOOpKA MAIUEHTOB

11 (2)

[IpocriekTuBHBIE ¢ paHAOMHU3aIMEN WK 0€3 HCCIeI0BAaHUSl C OTPAaHUYEHHBIM
KOJIMYECTBOM JIAHHBIX

Heckonbko nccnenoBanuii ¢ HEOOIBIIMM KOJTMYECTBOM MAIIMEHTOB

XO0poI1110 OPraHN30BaHHOE MPOCIIEKTUBHOE UCCIIEJOBAHUE KOTOPTHI
Mera-aHanu3bl OrpaHUYEHbI, HO POBEJEHBI HA XOPOIIIEM YPOBHE

Pe3ynbrarhl He Mpe3eHTATUBHBI B OTHOILIIEHUH TEJI€BOM MOMYJISIINT

XO0poI110 OPraHN30BaHHbIE UCCIIEIOBAHUS «CIy4al-KOHTPOJIbY

11 (3)

HepannoMuznpoBaHHbIE KOHTPOJIUPYEMBIE HUCCIIEIOBAHUS

Hccnenosanus ¢ HEIOCTATOYHBIM KOHTPOJIEM

PangomusupoBaHHble KIMHUYECKHE MCCIEAOBAHUS C KaKk MHUHHUMyM |
3HAUYUTENIbHOM WM KaK MUHUMYM 3 HE3HAUUTEIbHBIMU METOJI0JOTHYECKUMHU
omuOKamMu

PerpocrniexkTrBHBIE WM HAOTIOJATENFHBIE UCCIIEIOBAHUS

Cepus KIMHHYECKUX HAOIIOIEHUH

[IpoTuBOpeUnBLIC NaHHBIE, HE MTO3BOJISIIOIINE CHOPMHUPOBATH OKOHUATEIHHYIO
PEKOMEHTALINIO

IV (4)

MHuenue 3KCHCpTa/IIaHHLIC nus3 OoT4cCTa 3KCHCpTHOI7I KOMUCCHHU,
OKCIICPUMCHTAJIBHO MMOATBCPKACHHBIC U TCOPCTUICCKU 000CHOBaHHbBIE




Tabauua I12 — YpoBHU yOeIUTETEHOCTH PEKOMEH AN

Yposenr, Onucanue Pacuu¢poska
y0euTeJIbHOCTH
Pexomenpanus OCHOBaHa Ha
BBICOKOM YPOBHE JOKa3aTEIbHOCTH
(kaxk muHUMYM | yOemutenbHas | Meroa/Tepanus MepBOW JIMHUU, JIUOO B
A nyOIMKanus I YPOBHS | COUYETaHUU co CTaHJApTHOM
JIOKA3aTeIbHOCTH, IIOKA3bIBAIOMIAS | METOAUKOM/Tepanuen
3HAYUTEIILHOE IIPEBOCXOJCTBO
110JIb3bI HaJl PUCKOM)
Pexomennanus OCHOBaHa Ha
CpeIHEM YpOBHE [I0Ka3aTEeIbHOCTH | MeTon/Tepanust BTOPOM JIMHUH; JIMOO
(kaxk MuHUMYM 1 yOenurtenbHas | IpU OTKa3e, MNPOTUBONOKA3aHUM, WIIH
B nyOnuKanus I YPOBHS | HEAPPEKTUBHOCTH CTaHJapTHOU
JIOKa3aTeIbHOCTH,  I1OKa3bIBAIOLIAsl | METOIMKU/TEPAIIUH. Pexomennyercs
3HAYUTEIIbHOE IPEBOCXOJICTBO | MOHUTOPHUPOBAHNE TIOOOYHBIX SBICHUH
10JIb3bl HaJl PUCKOM)
Pexomennanus ocHoBaHa Ha ciabom | Her  Bo3pakeHMH TIPOTHB — JTaHHOTO
YPOBHE JOKa3aTeJbHOCTH (HO Kak | METO/a/Tepanui WIM HET BO3PaKEHUH
MUHUMYM 1 yOenuTenbHas | IPOTUB POJOJKEHHUS JAHHOT'O
myOIUKaIus 11 YPOBHS | METOa/Teparuu
C JI0Ka3aTeNbHOCTH,  IOKa3bIBaroulas | PekomennoBaHo pu OTKa3ze,
3HAYUTEIILHOE IIPEBOCXOJCTBO | IPOTUBOIIOKA3aHUH, WIH
M0JIb3bI HAaJl PUCKOM) UU He?((HEKTUBHOCTH CTaHJapTHOU
HeT YyOeIUTEeNbHBIX JAHHBIX HU O | METOJUKU/Tepanuy, TpH  YCIOBUHU
10JIb3€, HU O PHUCKE) OTCYTCTBHSI MIOOOYHBIX Y3PPEKTOB
OrcyrcTBUE yOeauTeNnbHbIX
nyonmukauit |, 1l wim Il ypoBHs
JIOKa3aTEeNIbHOCTH, IOKa3bIBAIOIINX
3HAYUTEIbHOE MIPEBOCXOJICTBO
D nojab3bl  Haj — puckoMm,  Jubo | He pekomeHnoBaHo

yoenutenbHuple nyoOmukauuu |, |1l
win |l ypoBHS moKazaTelbHOCTH,
MIOKa3bIBAIOIITHE 3HaYUTEIbHOE

IMPEBOCXOACTBO PHUCKA HA MOJIB301

IMopsiniok 00HOBJIEHUS KIIMHUYECKUX PeKOMEeHAan i

Mexasanzm

OOHOBJIIEHHUS  KIIMHUYECKUX

pEeKOMEH A

npeaycMaTpuBaeT  HX

CUCTCMATUYCCKYIO aKTyaJIM3allui0 — HE PEKC UCM OIWH pa3 B TPpHU IoJa WA IPU TOABJICHUN

HOBOM I/IH(I)OpMaI_II/II/I O TAaKTHKC BCIACHHA MAIIMCHTOB C JaHHBIM 3a0oseBanueM. Permrenune 00

obHoBieHnn npuHuMaeT M3 P® Ha oCHOBE TpeMJIOKEHUH, MPEICTABICHHBIX MEIUIIMHCKUMU

HEKOMMEPUYECKUMHU TpodecCHOHaIbHBIMU opranuzanusiMu. CPopMUpOBaHHBIE MPEITIOKEHHS

JOJIXKHBI

MEIUIIMHCKUX

YUYUTBIBATL  PE3YJIbTAThI

HU3JCINH, a TaKXe

30

pe3yabTaThl

KOMILJICKCHOM  OIIEHKH JICKAPCTBCHHLIX  MPCIapaToB,

KJIIMHUYECKOU ampoOarum.




punoxenue b. AiropurmMsel BeieHUs MalMEHTA

CuHapom del22
¥
OueHka T 1 B KNeToYHOro 38eHa UMMYHUTETA, KOHUEHTPauUAa UMMYHOTrNobynmHoB
Otcytcteune T ammdoumnToB lNoKasaTenu CHUXKEHbI Bce nokasaTtenu B Hopme
l l KO/IMYECTBEHHO
MonHbi cuHapom Oudxopaxu | | 3amectutensHan Tepanwa BBUI
Mnoxoit nporHos! MNpodunaktuyeckana npoTBOMHUKpobHan
i ) Tepanua
ManuatneHasa Tepanua || Pewexne T 4
BONpHea s OL,eHKa MUTOTeHHOTO OTBETa,
BUAMOlkaOCTA cneundUYecKoit aHTUTENONPOAYKLMK
TpaHcnAaHTauum I
TMMYCa ¥
CHUKeHbI Hopma
He Tpebyer
UMMYHO/0TUYECKOro
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Hpuiaoxenue B. Undopmauus A4 nanueHra

Cunapom genenuu  22-i XpOMOCOMBI — 93TO COBOKYITHOCTH MOP(HOIOTHYECKHUX,
MMMYHOJIOTHYECKUX M HEBPOJIOTMYECKUX HW3MEHEHMH, KOTOpBIE SIBIISIFOTCA CIEACTBUEM
BPOXKICHHOTO TEHETHYECKOTO AeeKTa: NeIelUU JUIMHHOTO Tuieda | xomuu 22-i XpOMOCOMBI —
del 22911.2.

B knaccuueckoM MOHMMaHHUM 3TO COYETAHUE MATOJIOTHH JIMLEBOTO CKeleTa (paciieuHbI
TBEpAOro Heba), BPOXKICHHOTO MOPOKa Cep/lla, HeJAopa3BUTHs (WM OTCYTCTBHE) TUMYyca (Kak
CIIEZICTBUE — HMMMYHOAC(UIINT) W CHUKECHUS YPOBHS KalblUsi B KPOBU B pe3yibTare
HEIOPa3BUTHS MAPAIIUTOBUIAHOM Kene3bl. 3a00JeBaHIE MOXKET MEepeaBaThCs IO HACIEICTRY.

ChoexkTp KIMHMYECKMX NPOSBICHUN TMpU CHHAPOME Jelenuu 22-d  XpOMOCOMBI
JIOCTATOYHO IMUPOK. J[J1s1 3TOr0 CUHIpOMa XapaKTepHO MpeobdiajaHne TeX WIM UHBIX MPU3HAKOB
B 3aBHCHUMOCTH OT BO3pacTa MauueHTta. Tak, y JeTeil mocie poKAEHHs Ha IEpBOM MECTE I10
TSKECTH Npeo01aaloT BPOKICHHBIA MOPOK Cep/lla U CHU)KEHUE YpPOBHSI Kanblus B KpoBu. C
BO3pPAcTOM TMOSBISAIOTCS MPOOJIEMBI JIPYroro Xapakrepa: 3aJepKKa YMCTBEHHOTO pa3BUTHS,
WH(}EKIMOHHbIE U AyTOUMMYHHBIE OCIIOKHEHUS.

OcCHOBHbIE CUMIITOMBI U IPU3HAKU CUHAPOMA JeJIelnn 22-11 XpOMOCOMBI:

e BpoxkeHHBI MOPOK cepAlla MpeAcTaBlieH y OONBIIMHCTBA MAIMEHTOB (IIpephIBaHUE
Jyra aopThl, 00NN apTepuaIbHbIN CTBOI U TeTpaja damio u apyrue).

o CynopoxHblii CHHAPOMOM (OPU BBIPAKEHHOM AeDUIUTE KaIbIKsA/HEJOPA3BUTHH
MapalMTOBUIHON KEJIE3bl).

e [lopaxkxeHue HOCOIJIIOTKM Yy OOJBIIMHCTBA MAIMEHTOB (paciueruieHue HEOa, TyObl,
pa3BoeHHE y37€UKH HEOa, THYCaBbIi OTTEHOK rojl0ca, MOYET BCTPEYATHCS CHUKECHHE
OOOHSHMUS, CITyXa).

e XapakrepHble uepThl JMla (YAJIMHEHHOE JHUI0, HEAOpa3BUTHE WM HENpPaBUIbHOE
pAacIIONIOKEHHE YENIOCTHBIX KOCTEH, IIMpOKas MEePeHOCHIa, MEJIKHE 3yObl, aCHMMETPUS
JUIa OpH Iuladye, OIMYIIEHHbIE BHU3 YIOJKHM PTa, IIMPOKO MOCAKEHHBIE IJa3a, HU3KO
MOCaKEHHBbIE U JAePOPMUPOBAHHBIE YIIHbIE PAKOBHUHBI, HEMPOMOPIHOHAIBHO OOJIBIION
KOHYHK HOCA).

e Hapymenus uMMyHHTETa OTMEUalOTCS y OOJBIIMHCTBA MAIMEHTOB, B pe3yJibTaTe
KOTOPOTO MOTYT pPa3BUBAThCA TPUOKOBBIC 3a00JIEBaHMs, IMHEBMOIIMCTHAS WHQEKIIHS,
Ipyrue OaKkTepuaabHbIe U BUPYCHBIE HH(EKITHH.

e B pesynbrare HenpaBUJIbHOM pabOThl HMMMYHHOM CHCTEMBl MOTYT pa3BHUBATHCA

ayTOMMMYHHBIC 3a00JIeBaHHs, TaKHe KaK FOBCHWIbHBIN peBmaTouanblii aptput (FOPA),
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BOCMAIMTENbHBIE  3aboneBanus  kumieuynuka (B3K), ayroummyHHBI  yBewr,

OpoHxuanbHas acTMa.

e 3azepxka (pU3NUECKOrO pa3BUTHUA HEPEAKO HAOIIOAAaeTcs Yy MAlUEHTOB C CHHAPOMOM
neneunu 22q11.2-i1 XpoOMOCOMBI.

e 3ajepkKa pPEUEBOTO U TICUXOMOTOPHOTO pa3BuTus HaOmomaercs y 70—90% wu
nposiBiIsgeTcss ¢ Bo3pacToM. IlamueHTsl HaOMIOAAIOTCS C JUMArHO3aMH «IICUXO03» WU
«u30(peHUs Y, «IEpeccus, «OUMOISIPHBII CHHIPOM.

Jlnarno3 mMOATBEP)KJIAETCsl OINpeAeICHUEM TeHETHYEeCKOro nedeKTa: MHKPOJCICLUUU B
Xpomocome 22q.

B Hacrosimiee BpeMsi He CyIIECTBYET METOJIOB TE€PANUU JaHHOTO 3a00JI€BaHUsI, KOTOPBIC
MOTYT MPHUBECTH K BBI3IOPOBICHUI0. B KauecTBe 3KCHEPUMEHTAIBHOTO METOJa HMCIONb3yeTCs
TpancmanTaus Tumyca npu nmoiaaoM CJIT. Tepanus manueHTOB ¢ CUHAPOMOM Jeienuu 22-i
XPOMOCOMBI HalpaBjieHa, TJIaBHBIM 00pa3oM, Ha JICYEHUE OCIIOKHEHHH, BO3HUKAIOMIUX B TOT
WIA MHOHM TEePHOA KU3HH MaruenTta. [IpoBoaUTCsS XUpyprudeckoe JIeYeHne TOPOKOB Cepala H
JUIEBOr0 CKejleTa. B 3aBUCHMMOCTH OT CTENEHU BBIPAXKEHHOCTH MMMYHOJIOTHUECKOTo JedeKTa
MNAlMEHThl MOTYT HYXKIAThCS B PETyISpHOW (€KEMECSYHON) Tepanud BHYTPUBEHHBIM
UMMYHOTJIOOYTHHOM, TPO(PHUIAKTHUECKONW TPOTHBOMUKPOOHOH Teparnuu.

[Tpy BO3HUKHOBEHUH ayTOMMMYHHBIX OCIIOKHEHHI MTPOBOIUTCS UX JICUCHHE.

[TaneHTBl € JaHHBIM CHHIPOMOM HaOJIOAAIOTCS PA3IMUHBIMU  CIELUAIHUCTaMH,
OPOXOJAAT AMArHOCTHYECKHE MPOLEAYpbl B 3aBUCHUMOCTH OT BBIPAXXEHHOCTH TE€X WJIM HHBIX
KJIMHUYECKHX TPOSIBIICHUH 3a00JIeBaHHUS.

Haubonee 3nHaunmMblie npoOaemMbl — NCUXUATPUUECKOTO TUIaHA.

BeiObop npodeccun ompenensieTcss YMCTBEHHBIM  pPa3BUTHEM M MCUXUYECKUMHU
OTKJIOHEHUSIMH.

Bo3mokHO TTpoBeieHHEe TUarHOCTUKY B MEPUO/ BHYTPUYTPOOHOTO Pa3BUTHS TIJI0IA.
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MMMYHOJIOTHYECKUX OOIIEeCTB

FISH — fluorescence in situ hybridization - meron droopecuenTHOM THOpHUIM3aNUN “IN-
citu”

JAK3 — Janus kunaza-3

KREC - kappa-deleting recombination excision circles - konbiieBsie dparmertsr JJHK,
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PNP — purine-nucleoside phosphorylase -nypunnykieosungpochopuiaza

SIGN 50 — Scaottish Intercollegiate Guidelines Network
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TAP — transporter associated protein
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XC — X-cremieHHblii THIT HAaclIe0BaHus

ZAP — zeta associated protein-3era-acconuupoBaHHbIN OEI0K
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TepMI/IHI)I H onmpeacjJcHus

BHyTpuBeHHBbIe HMMYHOII00YJIMHBI — IPENIAPATHI, COAEPIKALUE IPEUMYILECTBEHHO
HOpMaJibHBIN yenoBedeckuil 1gG. M3roToBisoTCs U3 MyJIMPOBAHHOM IJ1a3Mbl THICSY 3J0POBBIX
JIOHOPOB, C IPUMEHEHUEM CIELUAIBHBIX METOI0B OYMCTKU U BUPYCUHAKTUBALIMH.

Iosumepa3Has nenHasi peakuuss — METO/ MOJICKYJISIPHOM OMOJIOTHH, TTO3BOJISIONIHIA
aMIuMGUIUPOBaTh (Pa3MHOXKUTE) orpenenéHubiil yuactoxk JJHK

CexsennpoBanne JIHK — onpenenenue ee HykIeoTHAHON NIOCIEN0BATENBHOCTH. B
pe3yabpTaTe CEKBEHUPOBAHMS IIOJy4al0T ONMCAaHUE NEPBUYHOU CTpyKTyphl JinHeHoU /JHK B
BHJIE ITOCJIEIOBATEIIbHOCTH HYKJIIEOTUIOB B TEKCTOBOM BH/IE.

TpancnianTanyus reMaTonO3THYECKUX CTBOJIOBBIX KJIETOK — METOJ JICUECHUS
HEKOTOPBIX HACIEICTBEHHBIX U MPUOOPETEHHBIX [€MAaTOJOTMUECKUX, OHKOJIOTUYECKHUX U
MMMYHHBIX 3a00JI€BaHUI, OCHOBAaHHBII HA 3aME€HE COOCTBEHHOI'0, ATOJIOTUYECKOIO
KpPOBETBOPEHUS O0JIBHOIO HAa HOPMaJIbHOE KPOBETBOPEHUE JIOHOPA.

AYTOCOMHO-pelleCCMBHBIN THII HACJIEI0BAHMS — HACIIEJOBAHNE MyTal[U1 T'€HOB, KOT1a
JUIS IPOSIBJIEHUST OOJIE3HM MYyTalus T'eHa, JOKaJIM30BaHHOTO B ayTOCOME, JOJKHA OBbITh
yHacje0BaHa OT 00oux poaurenae. MyTaius NposBIsSeTCs TOIbKO B TOMO3UTOTHOM
COCTOSIHUH, TO €CTh TOTJa, KOrja 00e KOIMUH reHa, pacrnojloKeHHbIe Ha TOMOJIOTUYHBIX
ayTOCOMax, SIBJISIIOTCA IMOBPEXACHHBIMU. Eciu MyTanus HaXOUTCS B TETEPO3UTOTHOM
COCTOSIHUH, U MYTaHTHOMY aJUIEIII0 COMYTCTBYET HOPMaJIbHbIN (PYHKIIMOHAIBHBIN alljielb, TO
ayTOCOMHO-pELIECCUBHAs MyTallusl HE MPOsBISETCs (HOCUTENbCTBO).

X-cuenJieHHbI THII HACJIeI0BAHHUS — HACIICJOBAHNE MYTAl[UU T€HOB, PACIIOJIOKEHHBIX
Ha X xpomocome. [Ipu 3ToM nrIia »KEHCKOTo 1MoJjia Kak MPaBUIIO SBJSIOTCS 0€CCUMITTOMHBIMU
HOCHUTEIISIMH, a 3a00JIeBaHUEM CTPAAIOT JIUILB JIUIAa MY>KCKOTO I0JIa.

TREC — konbuessie ¢pparmentsl JJHK, obpasyromuecs npu pa3Butuu T mum@onuros B
TUMYCe, B YaCTHOCTH, B Ipoliecce popmupoBanus T Ki1eTouHOro peuenrtopa. Mx koHIeHTpanus
B KpOBH OTpakaeT 3pPeKTUBHOCTh TUMOMNO33a. Mcnonb3yerces uist ckpuHuHTa T KIIETOYHBIX

UMMYHOJIC(PHUIIUTOB.


https://ru.wikipedia.org/wiki/%D0%9F%D0%BE%D0%BB%D0%B8%D0%BC%D0%B5%D1%80%D0%B0%D0%B7%D0%BD%D0%B0%D1%8F_%D1%86%D0%B5%D0%BF%D0%BD%D0%B0%D1%8F_%D1%80%D0%B5%D0%B0%D0%BA%D1%86%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%94%D0%9D%D0%9A
https://ru.wikipedia.org/wiki/%D0%9D%D1%83%D0%BA%D0%BB%D0%B5%D0%BE%D1%82%D0%B8%D0%B4
https://ru.wikipedia.org/wiki/%D0%93%D0%BE%D0%BC%D0%BE%D0%B7%D0%B8%D0%B3%D0%BE%D1%82%D0%B0
https://ru.wikipedia.org/wiki/%D0%93%D0%B5%D1%82%D0%B5%D1%80%D0%BE%D0%B7%D0%B8%D0%B3%D0%BE%D1%82%D0%B0

1. KpaTkasi ungopmanus

1.1 Onpeneaenue

Tsoxenass komOuHHMpoBaHHas uMMyHHas HenoctatoyHocTh (TKWH) — renernuecku
00yCJIOBJICHHBIN (MIEPBUYHBIN) UMMYHOAECHULIUT, XapaKTEPU3YIOIMIMNACA MPAKTHYECKH TOJTHBIM
OTCYTCTBUEM 3penbiX T-muM(onuToB npu Hamumuuu uin orcyrctBuu B- u HK- numdonunTos, uro
BeACT K paHHUM, KpaiHE TKEIbIM HWHQEKIUSAM BHUPYCHOH, OaKTepualbHOM U
ONIMOPTYHUCTHUUECKONH NPUPOJBI U, B OTCYTCTBHE TPAHCIUIAHTALUU T€MaTOMOATHYECKUX

CTBOJIOBBIX KJIETOK, K CMEPTHU B IIEPBLIC [Ba roga >XKMU3HU. [1'3]

1.2 DTHOJI0rMs U IATOreHe3

TKHWH BbI3BaHa MyTalUsMHM B pa3IM4YHbIX I'€HAX, BBI3BIBAIOIIMX JIE(MUIMT Pa3INYHBIX
KJIIOYEBBIX ~ MOJEKyT Hu (PakTOpoB, HEOOXOIMMBIX  JUIS CO3pEBaHMSA ¥ HOPMAaJbHON
muddepenimpoBkn T 1uMGOUUTOB, B HEKOTOPBIX CIy4asx - W JPYTUX CyOHOIyJSIIHiA

aumdorutoB. Puc.1.

T - numdcouur

PeapaHxepoBka
reHoCR (V(D)J)

MeTtabonusm
nypvHa

Janus Kinase
. (JAK3)

BHYTPUKIETOYHbIN CTpyKTypa
CUTHaNUHr TCR

Pucynok 1. Cxema OCHOBHBIX MeXaHM3MOB (popmupoBanuss u auddepeHITupoBKu T-

auMdoruTos. [4]

B Hacrosimiee Bpems u3BecTHa reHeTndeckas npupoja 6oiee 20 popm TKUH (tadm.3)[1-

3], JacTh OOJBHBIX WMEET 1O CHX IOp HE BEepPUPHUIIMPOBAHHBIC TECHETHYCCKHE JC(DEKTHI.
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3aboseBaHNEe MOKET HACIEI0BATHCSA KaK X-CIEIUIEHHO (MPHOIM3UTEIBHO B TIOJIOBUHE CITyd4acB),

TaK ¥ ayTOCOMHO-PELIECCUBHO [5].

HpeﬂnonaraeMaﬂ qacToTa TCX HJIM HHBIX TI'CHCTHYCCKHX I[C(bCKTOB, BbIYMCJICHHAA Ha

OCHOBaHUU JaHHbIX HeoHaTanbHOro ckpunuHra TKMH B CIIIA[6], npeacraBineHa Ha puc. 2.

HewssecTHbin
pedexr
16%

Pucynox 2. Jlmarpamma, TMpencTaBISIONIas YacTOTy OOHApYKEHHUs pPa3IMYHbBIX

reHeTHYecKuX JeKToB, Nexkammx B ocHoBe TKUH.

Kak u3BectHo, T TuMGOLUTHI SBIAIOTCS OCHOBHBIMH 3(P(PEKTOPHBIMU U PETyJIATOPHBIMHU
KJIeTKaMHM  creuupuueckoro HUMMyHHTEeTa. B HMX oTcyrcTBHe  cTpajaloT  (QyHKIHMH
IPOTUBOMUKPOOHOTO,  MPOTHBOBUPYCHOTO  HMMYHHUTETa, Hapymaercs  (opMHUpOBaHHE
ayTOTOJIEpaHTHOCTH. Jla)ke B ciydasx TPUCYTCTBHsS y OonbHBIX B mmmMdonuros, ¢yHKuus
CenU(HUUECKOTO AHTUTEI000pa30BaHMUs TaKXKe 3HAYMTENBHO CTPaJaeT, TaK Kak [yl ee

ocyliecTBIeHUs: HeoOxoanumo B3aumozeiicteue T u B nmumdorutos [3].

1.3 DunaeMuo0rus

Yacrora poxaenus nanuentoB ¢ TKUH cocrasnser 1:58 000 HoBoposkaeHHbix (1:46

000-1:80 000), cpeau 6ONBHBIX MPEOOIIATAOT JIKIIA MY>KCKOTO TToa [6-8].

1.4 Koguposanue no MKE-10

D81.0 —81.9 KomOuHMpOBaHHBIE MMMYHOAE(DUIIUTHI

1.5 Kiaaccupukanus

[To manubiM KHaccudukanuu [TUJIC 2017 1, paspaboranHoil MexayHapOAHBIM COIO30M



ummyHostorudeckux oomects (1UIS), Beimenstor 2 rpynner TKHUH, B 3aBucuMOCTH OT HaW4us
win orcyrctBusi B- mumdornmros: T-B- u T-B+ [5,9]. Dtu nBe Gosplire rpynmbl MOTYT OBITh
TaKXe MOJpa3/IesIeHbl Ha MOATPYIIBI B 3aBUCUMOCTH 0T Haiuuus win orcyrcTBust NK xietok: T

B'NK", TB'NK", TB*NK*, TB*NK" (ta6u.1).

Tao6auna 1. Tun Hacjie10BAaHUSA 1 MMMYHOJIOTHYECKHE HAPYLLIEHHUS IPU OCHOBHBIX (popMax
TAXKeJI0H KOMOUHUPOBAHHOH MMMYHHOI HEJOCTATOYHOCTH

KoMOuHUpOBaHHBIH Tun Kinununyeckue I H"ﬁ;&‘]&gpggg"e
HMMYHOIePUIHT HacJIeI0BaHUA 0COOEHHOCTH 99 a
T | B | NK
T-B+ TKHUH
Hledummr y-uemt XC ol [N
Hedumur JAK3 AP T N/t m
Hedumur IL7Ra AP m m N/1 N
Hopmanbnsie y0 T-
Hedunur CD45 AP ICTKH ! 1l N/1 l
Hedumur CD3 Otcyrcue 10 T-
AP ICTOK ! 1CD3 N N
Hedurnur CD3e Orcyrcue 0 T-
AP ICTOK ! 1CD3 N N
Heduuur CD3C OtcyrcBue 0 T-
AP IETOK ! 1CD3 N N
; EBV-acconmmnnpoBannas
Hedumur CoroninlA AP vdonponabepanns l 1CD3 N N
!
Tedumr DOCK2 AP upieHHe Gy | 1CDS | N N
T-B-TKUH
Hedumur AK2 I'panynonuTonenus !
(PeTukymsipHas AP TPOMOOIIUTOTICHUS, 1 N wmN |
JICTEHE3Hs ) TIIyxoTa
H VDJ
Jledumur RAG1 AP pj}f’gﬁ%ﬁ;ﬁ s ol 1!
H VDJ
Jeduuur RAG2 AP peal?gfa%enl{}gi o ol 1!
[ToBbllIeHHAs
YYBCTBUTEIBHOCTD K
panuanmy, | e
Hedumur DNA PKCs | AP MUKpoledanms, W [l K N
3aj/iepKKa pa3BUTHS,
ayTOUMMYHHTET,
TpaHyJIeMBbI
[loBbIIEHHAS
Hedunur AP q
; YBCTBUTEIBHOCTb K N N N N
DC%RElC(Artemls) paHaLHH
[loBbIIEHHAS
9YBCTBUTEIEHOCTh K
Hedumur Cernunnos AP paananuy, W [l N N
MUKporedanus,
3aJIepIKKa PA3BUTHS
[ToBbilieHHAs
Tedumur JTHK- AP 9YBCTBUTEIEHOCTh K
pamaLL, wolu N
nuarassl 1V MUKporehas,
3aJIepPKKa Pa3BUTHS
P .
Jeduuur ADA AP Xg;‘;glalf;gﬁx‘“’CTHO Wl ! !
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COYJICHCHUH,
HEBpOJIOTHYECKas
CHMIITOMATHKa,
HapYILICHHUE ClIyXa

1.6 Knnanyeckass KapTHHAa

Knunnueckast kapTuHa 3a007€BaHUS MPAKTHYECKH HE 3aBUCUT OT TEHETUYECKOTO
nedexra.

Hns 6onpabIx ¢ TKMH xapakTtepHo paHHEee, B IEpBbIC HENEIU U MECSIIbI )KM3HH, HAYaJI0
KJIIMHUYECKUX MPOSBICHUN 3a00J1€BaHus B BUI€ YIIOPHOU AUapeu, CUHIpOMa Manbabcopouuu,
WHDEKIUH KOXKH U CITM3UCTHIX (B MIEPBYIO 0Yepeb KaHIU03), IPOTPECCUPYIOMIETO MOPAKECHUS
pecnupaTopHoro Tpakra. Bo3OymurtensimMu HH(EKIUHA MOTYT SBISTHCA OaKTepUH, BUPYCHI,
rpuObI, YCIOBHO-TIATOTEHHBIE MHUKPOOPraHW3MbI (B MEPBYIO odepeab Pneumocyctis carinii).
[{uTtomeranoBupycHast UHQEKIU TPOTEKAET B BUJIE HMHTEPCTULIMATILHON THEBMOHHHY, TeNaTUTA,
xopoperunuta. HecmoTps Ha TO, YTO KaHAMA03 HE SIBISETCS PEAKOCTHIO Y 3I0POBBIX JIETEH
MEePBBIX MecsIEB Ku3HH, y 00i1pHBIX ¢ TKUH o uMeeT ynmopHbId, peliMAMBUPYIOITUN XapaKTep.
B cnydae BakumnHamuu pebGenka BLK B poagmoMe wunm mos3ke, XapaKTepHO pa3BHUTHE
pEerHoHApHOW W/MiK M TeHepanu3oBaHHOH M.DOVIS uH(beKInu, KOTopas MPOSABISIETCS B BHIE
VIUIOTHEHUS M Ka3€03HOTO IOPAXKEHUSI B MECTE€ HMHBEKIIMH, YBEIWYEHUS] PETHOHAPHBIX
TuM(pOY3II0B, CHICHUPUISCKOTO MOPAKECHHUS KOXKHU B BHUJIC JIEMEHTOB CHINM WIH CTpodyIryca.
Cnenyer moMHUTb, 4TO y MHorux wMiuangeHueB ¢ TKHMH He cpa3y pa3BuBawTCs Bce
BBILIENIEPEYUCIICHHBIE CUMIITOMBI, U B TEUEHHE HECKOJIBKMX MECSIEB OHU MOTYT PacTd U
pa3BHUBaThCsl ~ HOpMalibHO, ocoOeHHO, ecnu BakinuHauus BIDK we Obina mpoBemena mpu

POXACHUMN.

2. JIluarHocTUKA

CornacHo koHceHcycy EBponeiickoro odmectBa ummyHoaeduunton (ESID), ns

noareepxkaeHus auarno3a TKIH HeoOxoauma koMOMHaNuMs pu3HAKOB [9]:
OJIHOTO U3 CIEAYIOLINX:

1.

- UHBa3UBHbIE OaKTepHabHbIE, BUPYCHBIE, TPUOKOBBIE MM ONIOPTYHUCTUYECKHE
uHpeKIun

- JUINTENIbHAs TMapesi C OTCTaBaHUEM B (PM3NYECKOM Pa3BUTHHU

- IPWKUBJIEHUE MAaTEPUHCKUX T-TUMQPOLIUTOB

- cemeitHbIi anHamHe3 TKH

- HAJIMYME TTaTOTEHHOT'0 TEHETHYECKOTO AedekTa (MyTaIuu) B OJTHOM U3 T€HOB,
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OTBETCTBEHHBIX 3a pazsutue TKIH

B COYETaHUH C:

2. 1eO0TOM CUMIITOMOB B BO3pacTe MiIalle 2-X JIET

3. uckmroyenneM BUY unbexmmm

4. nByMsl U3 CIEAYIOIIUX KPUTEPHUEB:

- mumponenus meree 300 K/MKI

- 3HaynTeNbHO cHMKeHHbIe CD3+ T-mumdounTtoB (Menee 20% OT 0011ero KoamuecTa
TUMdOITUTOB)

- moBbiieHHbIC g/d T mumdonuTs

- 3HAYUTEIILHO CHIDKEHHAS \OTCYTCTBYIOIIAs! TPpoJiM(epalivs B OTBET HA MUTOT'CHBI WA
ctumyisiiinio TCR (menee 10% 1o OTHOIIEHUIO K 3J0OpPOBOMY KOHTPOJIIO)

- 3HAYUTEIbHO CHIDKCHHAS\OTCYTCTBYIOIAass aKTUBHOCTh aJeHO3MHIC3aMUHA3bI (MEHEE,

yeM 2% 10 OTHOIICHHIO K 3JOPOBOMY KOHTPOJIIO)

2.1 Kano0bl 1 aHAMHE3

* Pexomennyercsi Bcem nanuentam ¢ TKMH noapoOGHBIif onpoc xano0, coop aHamHe3a
3a00JIeBaHus, CEMEHHOI0 aHaMHe3a C [EJIbI0 BEpU(PUKAIUN TUITMYHBIX CUMIITOMOB, HAJTUYHE
MOTEHIIMATHHOTO YKa3aHWs HAa THIT HACJICIOBAHUS 3a00ICBaHUS M OIICHKHU TSHKECTH COCTOSTHUS
[1-4].

YpoBeHb y0enuTeIbHOCTH pekoMeHanuii B (ypoBeHb 10CcTOBEpHOCTH
JI0Ka3aTeJILCTB — 3)

KommenTapuu: pooumenu 601bH020 Kak npasuio npeovasiaiom H#aiodwl Ha
HOSBUBUUUIICS C NEPBLIX MECAYEB HCUSHU HCUOKULL CIYI, OMCYmMCcmeaue npudasKku 6 sece, mpyoHo
noooarwuecs 1e4eHuio nejleHOYHbILL depmamum u MoaouHuya 6o pmy. Mno2oa pooumenu
coobwaiom 06 00HOU UNU HECKOLKUX NePeHeCceHHOU MANCEeNbIX UHDEeKYUsX (NHe6MOHUS,
CEeNncuc), Ho HePeOKO NeP8asl Jce PeCNUPaAmopHasl UHeKYUs nNPoOmeKaen HACmoIbKo MINHCeNo,

Ymo HABOOUM HA MbLCAb 00 uMMyHOJZOZuI{eCKOﬂ Heo0oCmamo4yHoOCmu.

Ilpu cobope cemeiinoco anammesa Hado obpawjamsv GHUMAHUE HA CAYYAU NOBMOPHLIX
madxpcenvlx uHgexkyul u cmepmeti Oemell 6 paHHeM 603pacme ¢ KIUHUKOU UH@EKYUOHHBIX
3abonesanui. Cmepmu MAIbYUKOE 8 HECKONLKUX NOKOJIEHUAX 8 ceMbe N0380aAen NPeononazams
X-cyennennulii xapaxmep 3abonesanus. bnuzkopoocmeennulii 6pax y pooumeneil ygeauuusaem

6EPOAMHOCNb aymOCOMHO'peI/;eCCMGHOIZ namoJiocuu.

Ilpu onpoce pooumeneti credyem YMOYHUMbL OCOOEHHOCMU (HUIUYECKO20 paA38UMUSL

peéeHKa, npu6a61<y 6 e6ece, CpOKU 603HUKHOGEHUA, dYacmomy U mMANCECMb HNPOAGIEHUA
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uHgekyuoHubIX 3a001e6aHUll (Ouapeu, 2pUOKOBbIX NOPANCEHULL KOXHCU U CTUSUCTNBLX, NHEBMOHUU U
unghexyuti Opyeux aoxanuzayuii). Taxoce HeobX00uMo y3Hasamov, NPOBOOULACH JU BAKYUHAYUS
BIDK 6 poooome, ommeuanucov nu uzmenenus 6 mecme eaxyunayuu BIDK u pecuonaphuix

numepoyznax uepes 3-4 mec nocne saxyunayuu [10].

2.2 Pu3ukajanLHoe 00CIe10BaAHNE

* Pexomenayercsi Bcem manuieHTam ¢ TKMH nmpoBoauTh moHbIN (GU3UKATIBLHBII OCMOTP

C 1IEJIbI0 BepUBUKAIIMH JUArHO3a, OLEHKH TSHKECTH COCTOsIHuUS [1-4].

YpoBenb  yOenuTelbHOCTH  pekoMeHgauuidi B (ypoBenb  J10ocToBepHOCTH

J0KAa3aTeJIbCTB — 3)
KommenTapun:

1. ®usnueckoe pazputue: nanueHTs ¢ TKUH 00BIYHO OTCTAIOT B Macce C IEPBBIX MECSIICB

YKU3HU C IPOTPECCUBHBIM PA3BUTUEM THIIOTPOPUH TsKeNI0M cTeneHu. [101K0KHO-KUPOBOil cioii
O0OBIYHO pe3KO MUCTOHYEH. Tarke 3a/ep’KKa MCUXO-MOTOPHOI'O PA3BUTHUS BCIEICTBUE TSDKENIBIX

UH]EKIUH.

2. Tepmomerpus: y 6ompHbIX ¢ TKHMH Hepenko oTMEUaroTCsi «HEMOTHBUPOBAHHBICH
cyOheObpunuTeThl U TUXopajaka 06e3 SBHOTO HA MOMEHT oOpaieHusi odara uHpexkuuu. OgHaKo
HEpeIKo ObIBacT M OOpaTHAs CUTYaIusi — OTCYTCTBHE TEMIIEPATYPHOH PEaKIMH Ha TAKEIYIO,

reHepAIN30BaHHYIO HH(DEKITHIO.

3. OcMOTpP KOXKHBIX ITOKPOBOB: Ba)KHO O6paTI/ITB BHUMAHHUEC HAa HAJIWYUC KaHIWIAO3HOI'O

MOpaKEHUs] KOKM M CIM3UCTBIX, HAJMYMs Malepaliy IepHaHalbHOM obnacTu (BCleAcTBUE
XpOHMYECKOHN uapen). B ciydae mpeamecTByronero nepearBaHus MalueHTaM HeOOIydeHHOM
SPUTPOLIUTAPHONM MAcCChl WM TPU MPHKUBIEHUU MATEPUHCKUX JTUMQPOLUTOB (MaTEpUHCKUN
XUMEpPU3M) BO3MOXKHA MSATHUCTO-TIANyJe3Has MNOJUMOp¢Has Cblllb, CBUAETEILCTBYIOLIAS O
HAJIMYMK PEeaKkIMM TPAHCIUIAHTAT NMPOTUB Xo03siMHA. HeoO0XoamMo ocMOTpeTh JieBoe IJIeUo B
Mmecte BakiuHauuu bIDK nis ucknrouenns nokansHoro bIDKura u octanpHble KOXKHbBIE IOKPOBBI

Ha MpeaIMeT HHPHITPATUBHBIX MOJTUMOP(HHBIX 21eMeHTOB (reHepann3oanubiii BLKuT) [10,11].

4, NManenamus rpyng nepudeprndeckux JuMdoOy3iIoB. B meiaoMm g oonpHelx TKHUH

XapakTepHa THUMOIUIa3us mnepudepudeckoil muMEGOuIHON TKaHU, ofgHako B ciydae bI[XKura

MOXKET OTMEYUaThCA ITOAMBIITICYHAA J'II/IM(i)a)IeHOHaTI/If{ CJICBA.

5. Opranbl gpixanus: naeBMoHun pu TKUH Hepenko umerot atuonoruto P.carinii. Kak

HN3BCCTHO, TaKHue IMHCBMOHHH COIIPOBOKIAAKOTCA HpOFpCCCI/Ip}IIOH_[Cﬁ JbIXaTelIbHOU
HEOAOCTATOYHOCTBIO C TaxXuIIHOI, CHHXXCHHUEM cartypanuu KHCJIOpOJA0M, oouremM

KPEMUTHPYIOIINX XPUIIOB, MAJIOIIPOIYKTUBHOTO HaBA34MBOIO KA.
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6. IlumeBapuTenbHas CHUCTEMa: YacTO XapaKTEpPHO B3AYyTHE >KUBOTA, AMAPPEHHBIN

CHUHJIPOM, CPBITMBaHUE U PBOTA, C HAPYLIEHUEM TOJIEPAHTHOCTH 3HTEPAIBLHON HAarpy3KH, BIUIOTh
JI0 TIOJTHOrO OTKa3a oT enpl. CTys, Kak MpaBUiIO, )KUJIKUNA C OOJBIIMM KOJIMYECTBOM CIIU3H, B

HEKOTOPLIX ClIydasXx C IMIPOXHUIKAMH KPOBU U IIPUMECHIO HETICPEBAPUMOI'O ITUTAHUA.

7. Ilagpnamys IeYeHH M CEIIC3CHKU: YBCINYCHUE IICUCHHU OTMEYACTCA HEPCIAKO KakK

IPOSIBIIEHUE TOKCHYECKOIo renarura npu Aedexrax mypuHOBOro oOMeHa, e4eHOUYHOH (HOpMBI
PTIIX. CruleHoMeranusi XapakTepHO MPHU TSHKEIOM TEYEHUH HH()EKIMOHHBIX OCJIOKHEHHH,

CENITHUYECKOro Mpolieccea, a Takke reuepanu3oBanHoil BIDK-ungexmu. [10-12].

2.3 JlaGopaTopHasi TUATHOCTHKA

e Pexomenayercs BceM nmanuentaM ¢ TKMH npoBoauTh KIMHUYECKUN aHATH3 KPOBU C
JeHKoMTapHOU (HOPMYIIONH C LEIbI0 OLEHKH JTUMQOIICHHHA KaK TUArHOCTHYECKOTO

Kkputepus 3abonesanus [9,13].

YpoBenb  y0equTeIbHOCTH  peKOMeHAamuii A (YpOBeHb  [IO0CTOBEPHOCTH

JA0KA3aTeJbCTB — 2)

Kommenrtapuu: y 6onvusvix ¢ TKHH 6 60onvuuncmee ciyuaed xapakmepHa 2ryO0Kas.
numeponenus mernee 300 Ki/MKI, maxce MOACEM OMMEYAMBC AHEMUSL XPOHUUECKO20

680CNnAJlIeHUA pawutmoﬁ CMEeNneHU 6blPpAaANCEHHOCNU.

e Pexomenayercs Bcem namentam ¢ TKUH npoBoauTh O6MOXMMHUYECKUIA aHATIM3 KPOBH
¢ 00s13aTeIbHBIM UCCIIEJOBaHUEM 00111eTo O€emKa, anbOyMruHa, MOYEBUHBI, KpEaTUHHUHA,
obmero omwnmupyouna, AnaT, AcaT, JIAI', ILI®, I'TTII, rmtoko3sl, amunasa, jaumnasa,

XOJIECTEPHH, KaJIus, HATpUs U KUCIOTHO-menogroro coctosaus (KIIIC) [13].

Yposenb  yOenurTenbHocTH  pekoMenganumii C  (ypoBeHb  J0CTOBEPHOCTH

JI0Ka3aTeJIbCTB — 3)

KommenTapuu: Oawunvie uccinedosanusi — onpeoensitomcs OJisi OYEHKU MsHCeCmu

comamudeckKkoeo cmamyca u CmeneHu nopasiCeHUusl Opeanoes.

e Pexomenayercs BceMm nauuentam ¢ TKUH nmposenenne MUKpoOHOIOrH4ecKOro u

BUPYCOJIOTHYCCKOT'O HCCIIeJOBaHUIH Pa3JIMIHBIX CPpCI OpraHnu3mMa

YpoBenb  y0equTeIbHOCTH  peKOMeHAanmuii A  (YpoBeHb  [10CTOBEPHOCTH

JA0Ka3aTeJbeTB - 3). [14,15]

KommenTapun: Ceponoeuueckue ucciedosanus y 6onvuvix ¢ TKHH He
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uHgopmamueHvl U He OOJJICHbL Npumensmvbcsa.  Bupyconocuueckuii  cmamyc  6onvHoco
xapakmepu3zyemcs KOIU4eCmMEeHHbIM — ONpeOeleHUeM 8UPYCO8 MemoOoM NOIUMEPAZHOU YEeNnHOU
peakyuu (IIL[P) 6 Kpoeu, Kane, Jauxkeope, OPOHXO-ANbLEEONIAPHOM JABAdCE, OUONCUTIHOM
mamepuane. Heobxooumo nomuums, umo omcymcmeue supemuu He A6/5emcst C8UOemenbCmeom
He2amueHo20 GUPYCOIOSUYECKO20 CMAmycd, HeoOX00UMO UCCLe008aHUe COOMBENCMEYIOUUX
cped npu nopadceHuu mex Uil UHbIX OpPeaHos (8niome 00 nposedenus  ouoncuu). Iloceswvl
ouomamepuana (na ¢ropy u epubvl) ¢ onpedeieHuem AHMUOUOMUKOUYBCMBUMETbHOCMU CO
CIUBUCIBIX, U3 0YA208 UHDeKyuu (8KI0Udas Noceg Kposu U MOYU NpU COOMEEMCMEyruell
CUMNMOMAMuUKe), a makice Nocedbl Kald, OpPOHXOANbEECONAPHO2O 1ABAMNCA, JUKEOPA U
OUONCUOHHO20 ~Mamepuaira HeobX00UMO Npo8OOUMb 8CeM NAYUEHMAM NpU  HATUYUU

MHQbeKL{MOHHle o4acoe.

e Pexomenayerca Bcem mnanueHram ¢ TKHUH BBIIIOJHATh HMCCICIOBAHUE

KOHIIEHTPAIIMU OCHOBHBIX KJIACCOB CHIBOPOTOYHBIX UMMYHOINI00ynmuHOB (1A, IgM,

19G) [9, 12-15].

YpoBenb  yOenuTelbHOCTH  pekoMengauumidi B (ypoBeHb  [10cTOBEpHOCTH

J0KA3aTeJbCTB — 2).

Kommenrtapuu: 6 oonvuuncmese ciyuaeg y 6onvuvix ¢ TKHH ¢ nepgvix mecayes scusnu
sviaensemcs cunozammaznooynunemust. OOHaKo, yuumuléas HU3KUe 603pacmusle HOpMbl y oemel
nepeoco 2004  JCU3HU,  OYEHKA  YPOBHA  UMMYHO2NO0OYIUHO8  HEPEeOKO  ABNAEmCcs
manoungopmamuenoli 6 nocmanoske ouacroza TKUH. He cmoum 3abvigamv makoice, 4mo
Hopmanvhusie yposHu 1gG 6 nepsvie mecaywl scusHu 006y Cl061eHbl NEPCUCEHYUell MAmMePUHCKO20
UMMYHO2NOOYIUHA, NOTYYEHHO20 MPAHCHIAAYEHMAPHO, U MO2YM UMEMb MeCmo ) MIA0eHYe8 C
TKUH. Jlaxce npu HOpMAIbHOU KOHYeHmpayuu ummyHozcnooyiunos npu TKHH ux
cneyuguuHOCmMy 3HAYUMENLHO CmMpaddaem, 4mo MONCHO ONnpedeums No HUSKOMY MUmpy

noCmMeaKkyuHalbHblx anmumell 6 ciydae saKyuHayuu pe6eHKa.

e Pexomenayercs BceMm nauuentaM ¢ TKUH BoimonHeHus ”MMyHO(GEHOTUITHPOBAHUS

OCHOBHBIX CyONOMYJIAIMHA TUM(OIUTOB.

YpoBeHb  yOeAMTEJNbHOCTHM  peKkoMeHAauuMid A  (YpoBeHb  J0CTOBEPHOCTH

AoKazaTeabeTB — 2). [9, 12-15]

Kommenrapumu: npu npogedenuu ummyrnoghenomunuposanus savumenvHoe cHudicenue T
aumgpoyumos ecmpeuaemcs npu ecex Gopmax TKUH (menee 20% om obwezo koruuecmea

aumgpoyumos), oomaxo uucio B- numgpoyumos u HK-xknemox 3asucum om 2eHemuuecKoeo
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Odepexma, nedxcaweco 6 ochose TKHH, u mooicem 6vimob 6apuabenvbHbim.

Taxoice Hopmanvroe unu O1U3Koe Kk HopmanroHomy obuee uucio CD3+T aumgpoyumos
ommeyaemcs — Npu  MAMEPUHCKOM  XUMepusme. OoHarxo, npu  pacuupenHom
UMMYHOGEHOMUNUPOBAHUU — SMU  JuMpoyumel — umeiom  Genomun  KIemMoK  NAMAMu

CD3+CD4+CD45R0O+\ CD3+CD8+CD45R0O+.

Ilamoenomonuunvim ona X-cyennennoi popmolt TKUH, 0b6ycrosnennotl oeghexmom oowetl
eamma yenu peyenmopa MJI2 sensemcs pesrxoe cuuxcenue CD3+CD25+ cybnonyrayuu T-

AUMPOYUMO8.

e Pexomenayercsi s Bcex mnanumeHtoB ¢ TKWH ananu3 mnponudepaTuBHOIM
AKTUBHOCTH JUMQOIMTOB B OTBET HA CTUMYJIIHIO MHUTOTeHaMH (peaKiius

omacrrpanchopmaruu mumdorutos (PHTJI)).

YpoBeHb y0eaMTEJHbHOCTHM PpeKkoMeHIauuid A  (ypoBeHb /I0CTOBEPHOCTH

noka3zareabeTB — 3). [9, 12]

KommenTapuu: ona ecex sapuanmos TKHUH xapaxmepHo ewipajicenHoe CHUdCEHUe
1 10%
nponughepamuHoll aKmusHOCmMU IUMPOYUMO8 & Omeem HA MUMO2eHbl (MeHee 0 no

CPABHEHUIO C KOHMPOAEM,).

e Pexomenayercs Bce nanumeHram ¢ TKHMH onpenenenune mapkepoB HOpMalIbHOTO
dopmuposanus T-kiaerounoro perentopa (TCRab) TREC (T cell excision circles)
[16,17].

YpoBeHb y0eaUTEJHbHOCTHM pexkoMeHaanuid A  (ypoBeHb /I0CTOBEPHOCTH

JI0KA3aTeJILCTB — 2).

Kommenrapun: TREC asuaromca kpumepuem s¢pghexmusnocmu  cospesanus u
ougppepenyuposxu T rumgpoyumos 6 mumyce. Konyenmpayusa TREC 3nauumenvHo chudicena npu

scex eudax TKHH nezasucumo om cenemuueckozo degpexma (menee 50x10° neiikoyumos).

e Pexomenayercs Bcem nanuentaMm ¢ TKHH onpenenenne MaTepuHCKOro XUMepus3ma
B T-mumponutax (CD3+) meromom FISH (y mammentoB myskckoro nosa) wim HLA-
TUNHMPOBaHUS (B Cilydyae MAIMEHTOB KaK KEHCKOTO, TaK M MYKCKOTO Toja) JUIs
HOATBEPKACHHUS\MCKITFOUSHNST CHHPOMa MPWKUBICHUSI MaTEPUHCKHUX JIMM(OIUTOB

(MaTepHHCKOW «peakIuy TPAHCIIAHTAT MPOTUB X03siuHa») [18].
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YpoBeHb yOeauTeJIbHOCTH pekoMeHaanuii B (ypoBeHb  J10CTOBEpPHOCTH

JI0KA3aTeJbCTB — 2).

KommenTapuu: 6onee uem y 40% nayuenmos ¢ TKUH paszsueaemcs nepcucmenyus
mamepuckux T-1umpoyumos, npoHuxkarOWux 8 OopeaHusM nayueHma mpaHCnIayeHmapHo,
8b13b18A5L PA3BUMUE CUHOPOMA NPUINCUBTEHUS MAMEPUHCKUX Tumpoyumos (mamepunckou PTIIX.,
Omo ocnodcHeHue sreuem 3a coooll maxicenoe nopadceHue NPAKmudecKu 8cex Op2aHos U Cucmem
nayueHma, 8 nepeylo ouepedb Kodcu, KUEeYHUKA, nevenu u mpeoyem 6 ieyeHuu UHmMeHCUSHOU

UMMYHOCYRPECCUBHOL Mepanuu.

e Pexomenayerca Bcem mnauventaMm ¢ TKHWH nposenenue MOJIEKYJISIPHO-

TCHCTUYCCKOI'O UCCICAOBAHUA COOTBCTCTBYIOIIUX IT'CHOB

YpoBenb  y0enuTebHOCTH  pekOMeHAanmuii A  (YpoBeHb  [10CTOBEPHOCTH

aokazatejbeTB — 2). [9, 13,19,20]

KommenTapum: xiunuxo-1abopamopras KapmuHa Kax npasunio ovieaem 00CMAmoyHa
onsi  noomeepxcoenuss ouacnosa TKHUH. B cea3u ¢  HeobXooumocmvlo HeMeOoleHHOU
mpaucnaanmayuu cmeonosvix kiemok npu TKHH, cenemuyeckoe noomeepaicoenue ouazHo3a ne
mpebyemcsi 0Nl ee NpPoGedeHuUs, OOHAKO HeoOX0OUMO O/l CeMelH020 KOHCYIbMUPOBAHUS.
Buisgnenue mymayuii nputunHbIX 2eH08 NPOBOOUMCS C NOMOWbIO NOIUMEPAZHOU YEeNHOU peaKyuu
U nocnedyroue20 CeK8eHUpOBaHus NOJNYYEHHbIX NPOOYKMO8 UNU C NpUMEHEeHUeM Memooos
ceksenuposanuss Hosoco nokonenusi (NGS), ¢ nocnedyrowum noomeepoicoenue Oegexma
memooom IIL[P. Obviuno navunaiom c uccnedosanus cena IL2RG y auy myscckozo nona, npu
HOPMATILHOU €20 NOCIe008amMeNbHOCHU UNUTU HCEHCKOM NOJIe NAYUEHMA - 6CEX OCMAbHBIX 2EHO8
8 3a6UCUMOCMU OM UMMYHOpeHomuna O0IbHO20 U YACMOMbL GCmMpeyaemMocmu oeghexma

(603moicno npumenenue naneneit NGS).

B CYHasix Haluvus n0603pumeﬂbelx gbeﬂomunuttecmtx CUMNMOMOE HeobX00UMO

UCKIIOYamo oeneyuro KOpomrozo nieda 22 xpomocomul (cunopom Ju/lcopoicu) memooom FISH.

e Pexomenayercs Bcem nanuentam ¢ TKUH soimonnenne HLA-TunupoBanue no 1sym

KJIaccaM C BBICOKUM paspereHuem [21,22].

YpoBenb yOeaurenbHocTH  pexkomeHgauuid C  (YpoBeHb  /10CTOBEPHOCTH

JI0KA3aTeJbCTB - 3).

KOMMeHTapI/II/II mak Kak cxopedwee I’lp06€0€H1/l€ mpancnjianmayus

eemamonosmuueckux cmeonosvix xiemox (TI'CK) npu TKHH sensiemcsi eOuncmeeHHvIM
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yeaosuem coxpanerus scuziu smum ooavuvim, HLA-munuposanue ¢ cubruneamu, pooumensamu,
U MunuposaHue Onsf NOUCKA HEPOOCMBEHHO20 OOHOpA (Npu OMCYmcmeuu CubIUHe08 ULU
Hanuyue MeOUYUHCKUX NPOMUBONOKA3AHUN K OOHOPCMEY V pooumeiell ) O0IHCHO NPOBOOUMbCsL

cpa3zy nocie nocmarosku ouacnoza TKUH.

24 HNHCcTpYMEHTAJILHAT AHATHOCTHKA

e Pexomenayercs Bcem nauuentam ¢ TKUH nposeaenne MyiabTucnupaibHOR
KOMIIBIOTEpHAsI TOMOTpadUst IETKUX JUISl OLICHKHU TsHKECTH MOPAKEHUS JIETOUHOMN

TKaHHU.

YpoBenb  yoenureabHocTH — pekoMenaanuii C  (YpoBeHb  JIOCTOBEPHOCTH

aokazareiabeT 3). [13,14,20]

KommenTapuu: unmepcmuyuanvhvie nopasxcenus neekux, xapakmepuvie o1 TKUH, ne
Mo2ym Oblmb 8 NOTHOU Mepe OYeHeHbl ¢ NOMOowbIo penmeenozpaguu neekux, noosmomy KT neexux

00JIHCHO NPOBOOUMBCSL OAdice NPU HOPMATbHOU PeHM2eHO2paMMe.

KT opyeux obracmeii, 6 mom uucie opeano8 OPIOWHOU NOIOCMU U 3AOPIOUWUHHO2O
NPOCMPAHCMBA C  BHYMPUBEHHbIM KOHMPACMUPOBAHUEM NPOBOOUMCS NpU NOOO03PEHUU Ha
uUHexyuonnoe nopasicenue (abcyeccol, UHDEKYUOHHbIE OMCEBbL), A MAaKMce Ol UCKIIOUEeHUs]

aumeponponughepamuenvix ocrodxchenui TKHH (peoko, numghomwi).

e Pexkomennyercs Bcem 60onbHbIM ¢ TKMH npu nogo3pennn Ha MEHUHTO3HIEAIUT,
a Takke IMpU NPOBEIACHUM MNPEATPAHCIUIAHTAMOHHOTO 00CIeI0BaHus  JUIs
UCKJIFOUEHHS] CKPBITOW COCYIUCTOM MaToJOTMM (aHEBPHU3MBI, BACKYNHT), a TaKkKe

0YaroBbIX H3MEHEHMH BEIIECTBAa MO3ra IOCTTUIIOKCHYECKOTO XapaKkTepa [14]

Yposenb yOeaureqbHOCTH pexkoMenaaumid C  (YpoBeHb [10CTOBEPHOCTH

JI0KA3aTeJbCTB - 3).

o Pexomenayercss Bcem OompHbIM ¢ TKWH mnpoBenenue ymabTpa3ByKOBOTO
UCCIICIOBAaHUE OPIOIIHON TOJOCTH W 3a0PIOIIMHHOTO MPOCTPAHCTBA JJISI OIEHKH

BOBJICUCHHOCTH BHYTPEHHHX OpraHoB [14].

YpoBenb yOeaureqabHocTH  pexkoMeHgauumid C  (ypoBeHb  [10CTOBEPHOCTH

JI0KA3aTeJbCTB - 3).
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Jlpyrue uHCTpyMEHTaJIbHbIE UCCIIEOBAHUS MIPOBOSATCS MPU HATUYUH COOTBETCTBYIOIINUX

KJIMHUYECKUX TTOKa3aHUM.

2.5 Unan AUATHOCTHKA

e Pexomenayercsas BcemM mnamuentam ¢ TKMH B cBS3u C 4YacThiM BUPYCHBIM
nopaxkenuem a3 (UMB — xopeopeTuHUT, Tepriec-BUPYCHBIA KEpPaTUT) OCMOTP
odranpmonora, B TOM 4YMCJI€ B HIEJICBOM JIaMIle M C MOMOIIBIO NEIHaTPHYECKON

G pOBOI IMIMPOKOYTOIbHON peTnHanbHOM Kamepsl (RetCam) [23].

YpoBenb yOeaureqabHocTH  pexkoMeHgauuid C  (ypoBeHb  /I0CTOBEPHOCTH

noka3zaresabcrs 3) [13,14,20].

e Pexomenayercs BceM nanumeHtaM ¢ TKHWH nposenenne auarHOCTH4ECKON
OpOHXOCKONMM € 3a00pOM OpPOHXO-aIbBEOJIIPHOTO JIaBaXKa [yl IOCIEAYIOIIEro
KOMIUIEKCHOTO MHKPOOHOJOTHYECKOr0 aHalu3a M BepUPHUKAIUU HHEOEKIIMOHHBIX

BO30yquTeNel peciupaTOpPHOro TPaKTa MalueHTa.

YpoBeHb yOenuteabHocTH  pekoMengammii C  (YpoBeHb  10CTOBEPHOCTH

aokazarejabcTB - 3) [13,14,20].

e Pexomenayercsi BceM OonbHbIM ¢ TKUH npu mogo3pennn Ha MEHUHTORHIEDATUT
MpOBEJCHNE  JAUArHOCTUYECKOW  JIOMOANbHOM MYHKIMH C  TOCIHEAYIOUINM
[ATOJIOTHYECKUM, BHPYCOJOTHUUECKUM, OaKTEPUOJIOTHYECKUM  HCCIEIOBAHUSIM

JIMKBOPA.

Yposenb  yOenurenbHocTH  pexkoMengauuii C  (ypoBeHb  J1O0CTOBEPHOCTH

I0KA3aTeJbCTB - 3).

3. Jeuenue

3.1 KoncepBaTuBHoOe JIeYeHHE

[enb neyeHus: crabMiIM3anys COCTOSHUS U MPEJOTBpAllleHe HOBBIX HHPEKIIMOHHBIX

3MH30/10B Ha mepuo moarotosku k TI'CK [4,24-27].

YpoBeHb yOeauTeILHOCTH peKOMeH1anuii A (YpOBeHb 10CTOBEPHOCTH

JI0KA3aTeJIbCTB — 2)

Kommenrapun: TKUH sasnsiemca neomnodcnvim cocmosanuem 8 neouampuu.  Cpa3sy
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nocae nocmanosku ouaznoza TKHH Oemu 0ondicHbl HAXOOUMbCA 6 ZSHOMOOUONOSUYECKUX

VCI08USX (CMepunbhblll OOKC).

He pexomenoosano coxpanenue 2pyOHO20 GCKAPMAUBAHUSL 8 C6A3U C PUCKOM
unguyuposanue, 8 nepgyio ouepedv LIMB, a makaice 6 césa3u ¢ ycuneHuem ouappetinozo CuHopoma
npU  UCNONIL30BAHUU TIAKMO30-CO0epIHCAUX NpOoOYKmos. HcKkyccmeeHHoe 8CKApMAUBAHUE
OCHOBAHO HA 2UOPONUZAMHBIX CMECAX, DE3MONIOUHBIX KAWAX U OpY2ux npooyKmax no 603pacmy,

APOWEOUUX MUAMeENbHYI0 MEPMUYECKVIO 00pabOmKY.

e Pexomenayercsi Bcem nmamueHtam ¢ TKWH B ciydyae mpucoenuHenus mHOEKIU
MIPOBOJIUTCS WHTEHCHUBHAs MIPOTUBOMHMKPOOHAS, MIPOTUBOBUPYCHAS i
IPOTUBOTPUOKOBASI Tepanus 1o YyBCTBUTEIBHOCTH MHUKPOOPTaHU3MOB
MapIHTEPATBLHO, B PEIKHX HMCKIIOUEHUSX C HCIOJIB30BAaHUEM IEPOPATBHBIX (OpM

IPOTHBOMHUKPOOHBIX IpenapaTos. [24-36].

YpoBeHb yoeauTeJIbHOCTH peKOMeHAaluii A (YPOBeHb 10CTOBEPHOCTH

JI0KA3aTeJIbCTB — 2)

KommenTapun:

1. Kombunuposanuas anmubaxmepuibaHas mepanusi.

Kax npaesuio, Haubonee wacmo UCnOIb3yIomcs aHmu6aKmepuaﬂbele npenapamal

WUPOKO20 Cnekmpa 0etcmeus.

o yeganocnopunwvt 3-4 noxonenus (yegpenum 80-100 me/xe/cym 6/6 kan 3a 2 6sedenuist;

yegonepazon+cyrvoaxmam 80 me/xe/cym 6/6 kan 3a 2 88edenus),
o kapbonenemwl (umenenem 80-100 me/ke/cym 6/6 kan 3a 3 6sedenust).

A maxkorwce KOM6MHCZZ/;M}1 npenapamoe uiupoxKozco cnekmpda oeticmeus ¢ OAUMEnbHbIM

KYPCOM 8NI0Mb 00 00CMUNCEHUSL UMMYHHOU pexoncmumyyuu nayenma (nocie TI'CK):
®  amMuHo2IUKO3UOAMU (aMuKayun — 15 me/ke/cym 0OHOKpammuo 6/ kan);
e ciuxonenmuoamu (8aHkomuyur 60 me/xe/cym 6/6 kan 3a mpu 66e0enusl);
o oxcazonuouroHamu (nunesonuo 30 me/ke/cym 6/6 kan 3a 3 66edeHust).

2. Inesmoyucmuas nneemonusi, obycrosnennas pPNeumocysta jirovici, oona uznaubonee
ONACHBIX UHDEKYUTL ¢ QYTbMUHAHMHBIM MeHeHUeM U 3a4aACmyI0 1eMalbHbIM UCX0O0OM OONbHOZO.
Jleuenuto u npogunaxmuxe smoii uHpexyuu omeoOUMcst 6aNCHOE MeCmo 8 NPOMUBOMUKPOOHOU

mepanuu nayuenmos ¢ TKHUH.

19



o  Ko-mpumokcazon 20 me/xe no mpumemonpumy 6/6 xan e menee 21 OHA unu 00

ompuyamenbHo20 pe3yibmama MUKpoouoio2uiecko2o ucciedoganus bAJI.

o Ko-mpumoxcazon 5 Mme/ke Nno mpumemonpumy 6/8 Kan uiu nepoparvbho (8
3aeucumocmu om Haauuus/omcymcemeus — nopadxcenuss KKT) — onumenvho 00

docmudicenust umMmynHot pexoncmumyyuu nocie TI'KC.

o [leumamuoun (Ilenmaxapunam) 4 me/ke/cym 6/6 xan 14 owueil. Hcnonvzyemcs kak
npenapam 2-il JuUHUU Mepanuu npu OmMcymcmeuu dggpexma om KO-mpumoKcazona
w8 cayuae 2nyboKoU anuazuu  KpogemeopeHus Y NAyueHmd, Yuumoleds
HAUMEHbUWYIO — 2eMAMON0SUYECKYI0  MOKCUYHOCMb N0 CPABHEHUI0 ¢ KO-

MPUMOKCAZOTIOM.
3. Ilpomusosupycuas mepanus 8 neuenuu u npoguiraxmuxe L[MB - ungexyuu:

o [anyuknosup 10 me/xe/cym 6/6 kan 0o 08yx ompuyamenvhuix pe3yivmamos [[MB —
supemuu 8 kposu memooom I1L[P, danee npogunakmuyexutl pexcum - 2aHYUKIOGUD

5 me/ke/cym 6/6 kan nocmosiHHo.

o Baneanyuxnosup 40 me/ke/cym nepopanvHo 6 06a npuema (npu ocmymcmeuu
ouappeuno2o cuHOpoma) makice 00 00 08yX ompuyamenbHuix pe3yiomamos L{MB —
supemuu 8 kpogu memooom I1L[P, npopuraxmuuecxuii pexcum - sarecanyurxiosup 20

Me/Kke/cym — nOCMOSHHO.

o  @Dackapnem (Pockasup) 180 me/ke/cym 6/6 kan. Hcnonvzyemcs kak npenapam 2-ii

JUHUU mepanuu npu omcymcmeuu 3¢gpgexma om 2anyukio8upa.

o Cuoogasup 1 me/ke/cym 6/6 kan kadxicovie 48 uacoe (uepes oenv). Hcnonvzyemces kak
npenapam 3-il JUHUU Mepanuy npu OMCymcmeuu 3¢gexma om 2aHyuxKIo8Upa u

¢ockapuema.

4. Tak kak 6 Poccuu saxyunayusi BLK nposooumcs 6 nepsvie Onu scuznu, mo oemu ¢ TKUH
8 OONbUUHCMBE CTIYYAE8 OKA3LIBAIOMCSA UHDUYUPOBAHHBIMU, U ) HUX pazsusatomcs BLDK-
umvl pasiuyHoOU msdcecmu (0m JIOKAIbHOU 00 2eHepanuzo8annou ungexyuu). BLK-
unghexyus mpeoyem HA3Ha4eHUsl ONUMenbHOll UHMEHCUBHOU
NPOMUBOMUKOOAKMEPAUNbHOU mepanuy, eKuouawel 6 cebs om 3-x 0o 5-mu

npenapamoe npomueozwuk06al<mepuaﬂbubm/zu npenapamamu.

® B rnaccuueckoti cxeme npumensiemcs ieeoproxcayun (10 me/xe/cym), amuxayun (15

me/xe/cym), usonuazuo (10 me/xe/cym).

o [lpu eenepanusannou popme BIDK-upnexyuu x eviuieykazaHuviM npenapamam
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HazHauaemcs 3uokc (30 me/ke/cym) u smamoymon (15 me/ke/cym).
5. Ilpomusoepudbrosas mepanus:

o Cmapmogo ucnonv3ylomes npenapamol u3 cpynnsl a30108 - QIyKOHA30] 8 1eYeOHOU
0o3uposke 8-10 me/ke/cym 6/6 kan. /s npoghunakmuueckoeo npuema - 5 me/xe/cym
6/6 Kan Uiy NepopaibHO (8 3A6UCUMOCIU OM HATUYUS/OMCYMCMEUS NOPANCEHUS

JKKT).

o [lpu udoenmuguxayuu acnepeunne3a - 80pukorazon 8§ me/xe x 2 p/cym 6/ kan 0o

NOJIHO20 pa3peulerus qu?eKI/ﬂ/lOHHOZO npoyecca.

o [Ipu kanoudemuu unu maxceiom medeHuu Kahouoo3d, pe3ucmeHmHOM K QhryKoHA301Ly
NPUMEHSAIOMCS  IXUHOKAHOUHbL (MUKAQDYHSUH, KACNOQYHRUH, OHUOONOPYHRUH), a

makoice TUNOCOMAIbHbIU amgpomepuyut B.

6. Ilpogpurakmuka u reveHue pecnupamopHo-CUHMUYUALILHOU BUPYCHOU UHMEKYUU:

o [lasenuzymab (Cunacuc) 15 me/xe/66ed 6/m edcenedenvro 6 meueHue 4-x Hedei,

Oanee 15 me/ke/s6ed 1 paz 6 mecay 6 meuenue 3-x mecsyes.

B omcymcemeuu ungexyuonnvix ouaco8 HeobXo0uma nOCMOAHHASA NPODUIAKMUYECKAS]
NPOMUBOMUKPOOHAL ~mepanus Nnpenapamom WuUpoKo20 CHeKkmpa, NnpomueocpubKosas —

¢JZyKOHa3OJZOM, NPOMUBONHEBMOYUCNIHAA - KO-NMPUMOKCA3010M.

3.2 Uuoe Jeuenue

1. Ummynocynpeccusnas mepanus [18].

Ilposooumcss npu  nanuuuu  cumnmomos mamepunckor PTIIX u\uiu  ummynnozo
NOPAdNCEHUsT OP2AHO8 2TIIOKOKOPMUKOCMEPOUOAMU, A MAKH#Ce OPYSUMU UMMYHOCYNPECCUBHBLMU
npenapamamiu — ¢ UCNOIb308AHUEM UHSUOUMOPOS KAIbYUHEBPUHA (YUKTIOCROPpUH A, maKpoaumyc)
U npenapamos MOHOKIOHANbHBLIX aHmumen (aremoOy3ymab, abamayenm) ¢ pacuemom cxembvl

Jledenusi U 003UPOBKU Npenapama 8 UHOUBUOYIbAHOM NOPsiOKe.

YpoBenb yoeauTebHOCTH pekoMeHAanuii B (YypoBeHb 10CTOBEPHOCTH

0KA3aTeJbCTB — 3)

2. Ilpenapamvr epanynoyumaproeo (I-KC®) u epanyroyumapro-maxpagpaecaibro2o

KoloHuecmumynupyrowe2o pakmopa (I'M — KCD)[27]:
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Tepanus I'-KC® (buarpacrum):

e Pexomenayercs BCEM nalreHTaM c TKWH npu pa3BUTHH
HEUTPOINICHUM\arpaHyJIONUTO3a Ui MOJICPKaHUS a0COJIOTHOTO KOJMYECTBA
ueiitpodunos > 2,0 x10%mn. J{o3upoBKa M KpaTHOCTh BBEJCHHs MOAOMpaeTcs
UHIUBUAYAIIBHO.

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH

J0KAa3aTeJIbCTB — 3)

KommenTapuu: Gpuirpactum npenapam 6600UmMcsi 8 HA4AIbHOU 003¢ 3- 5 mKe/ke/cym o0un pas 6
Oenv 6/6 cmp. [lpu omcymcemeuu 2emMamono2uiecko2o omeema 003UposKa Modcem Oblmb NOCHMENEeHHO

yeeaunena 00 10 - 20 mxe/xe/cym, maxcumanvro 0o 60 mxe/xe/cym.

Tepanusg T'M-KC® (MoJrpaMmocTum):

Pexomennyercsa nauumentam ¢ TKUH npu pasButum Tsoxenoil reHepaan30BaHHON
BIDK-undekuuu B TOM YKCie ¢ MOpakeHHeM KOCTHOM Tkanu [37].
YpoBenb yoeauteabHocTH pexoMengauuii C (ypoBeHb /10CTOBEPHOCTH
JI0Ka3aTeJIbCTB — 3)
o KoMmMeHTapuu: HauanvbHoU 003uposka 3-5 mxe/ke/cym n/k 00ut pas 8 dewns. Llenesoe
abconomuoe Koauwecmeo monoyumos oonee 2000/mxn. Ilpu omcymcemeuu omeema

003a nocmenenHo modicem bvims ysenuyena 0o 20 mxe/ke/cym.

3. 3amecmumenvnas mepanus npenapamam Kposu:
e Pexkomennyercs g Bcex nanueHtoB ¢ TKUH npu cHmkennn remoriioOuHa MeHee
80 /11, TpoMOo1ITOB MeHee 30 THIC/MKJI IO KU3HEHHBIM IMOKA3aHUSM.

YpoBens  ybOenureabHOcTH  pekoMmeHaaumii C  (YypoBeHb  [I0CTOBEPHOCTH
0KA3aTeJbCTB — 3).

KommenTapun: credyem ocobo ommemums, umo npu HeoOXO0OUMOCHMU NPOBEOeHUs
nepenusanull. KOMNOHEHMO8 KpoGu (3pUmpoyumapHas maccd, mpomoOOKoHyeHmpam) cieoyem
UCNONb308aMb MONLKO 00YUeHHble U OM@PUILMPOSAHHbIE Npenapamsl. B ciyuae nepenusanus

HeOOIYYeHHbIX IPUMPOYUMO8 U MPOMOOYUmMoes pazeueaemcs nocmmpancgysuonnas PTIIX.

4. Tepanus npenapamamu 6HYMpUBEHHO20 UMMYHO2L00VIUHA.

e Pexomenayercsi Bcem 60nbHBIX TKH, HE3aBUCHMO OT ypOBHS UMMYHOTJIOOYTMTHOB

CBIBOPOTKH, HaGHIO,HaCTCH HapyHICHUC MMPOAYKIIMN aHTUTCII, TO HpO(I)I/IJlaKTI/I‘-ICCKOC
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JICYCHUEC C ITOMOIIBIO BHYTPUBCHHOI'O IICPEIIMBAHUA I/IMMYHOFJ'IO6y.]'II/IHOB IIOKa3aHo C

MOMCHTA IIOCTAHOBKHW aOHMAr"Ho3a J0 BOCCTAaHOBJICHHA I/IMMYHHOfl (byHKI_II/II/I IIOCIJIC

TI'CK.

YpoBeHb  yOeAMTEJNbHOCTHM  peKoMeHAauui A  (YpoBeHb  J0OCTOBEPHOCTH
JAoKazaTejabeTB — 2) [27, 38-40]

Kommenrapuu: unghyzus BBUI nposodumcs edxcenedenvruo 6 0oze 400-600 me/xe. B
C653U ¢ OOKA3AHHOU BUPYCHOU be3onacHocmvio (8 mom uucie 0ns napsosupyca B19, komopwiii
cMepmenbHo onacer OJisi OONbHBLIX C NEPBUYHbIMU UMMYHOOCPHUUYUMHBIMU COCMOSHUIMU),
NAyueHmam Heobxo0uma 1eKapCmeeHHast mepanus OOHUM U3 HUNCENEPEYUCTeHHbIX NPEenapamos
¢ 00KA3aHHOU 0e30nacHOCmbl0 8 omHoweHuu smoeo supyca (Ilpusudocen, unu Oxmaeam, uiu

U.I'.Bena, unu I'amynexc C, unu Humpamexm,).

s newenus msoicenvix ungexyuii npumensiemcss BBUI 6 doze 1 2\ke, npu newenuu
cenmuyeckux cocmosinuil — BBUT, o6oeawennviii 1gM (Tlenmaznobun) é 0ose 3 ma\ke 6 cymku 2-

5 6eeoenuil.

s  nposedenuss kombunuposamHou mepanuu LIMB - 6one3nu ucnonv3yemcs
Heoyumomexm — anmu-L[MB — 06020uenHbvlil UMMYHORIIOYOIUH Yello8eyecKUll 8 CMAHOApmMHOU

odosuposke 1 mn/xe/6sed 6/6 kan kaxcowvie 48 uacos 0o 28 ouel.

5. Cneyuguuecrasn kremounas mepanusi oonopckumu aumpoyumamu (CD3+CD45RA-)

OMm 2anioUOeHMUUHO20 Wil NOJHOCTBIO COBMECMUMO20 POOCmEeHH020 0oHopa [41-43].

o Pexomenayercs ecem nayuenmam ¢ TKUH ¢ meuenuem [[MB- ungexyuu ¢ ucxooom
6 [{MB-6one3nb, pesucmenmHol K KOMOUHUPOBAHHOU NPOMUBOBUPYCHOU Mepanuu,

BKIIOYAA Npenapamul pe3epea.
YpoBeHb yoenureabHocTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB — 3)

Kommenmapuu: cmapmogas 003a kiemouno2o npodykma cocmagiaem 25x10%xe ¢
gosmoxcnoll  ackanayueii 0o 100x10%ke, esooumcs 6/6 kanenvno. Cxema —68edenus

paccuumuleéaemcsi UHOUBUOYATLHO.

3.3 TpancmiIaHTAIUSI TEMATONOITHUYECKHUX CTBOJIOBBIX KJIeToK (TT'CK).
Llenb neyeHus: CIaceHUE KU3HHU TTAlUCHTA.

e Pexomenayercss Bce mnamuentamM ¢ TKHMH, TsbkecTh cOCTOSHHMA KOTOPBIX, HE

pacIieHUBAeTCsl HEKypaTuBHBIM [4,44-46].
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®  VpoBeHb Y0eIUTEJbHOCTH peKOMeHAaluil A (YPOBEHDb JOCTOBEPHOCTH 10KA3ATEJIbCTB —
2)

Kommenrtapum: eciu TKUH ouacnocmuposana 6 meueHue nepeo2o mecaya #usHu, 00
Hacmynjienus UH@OEKYUOHHBIX OCNONCHEHUL, A0eK8amHds mepanus U npoeedeHue ail02eHHOU
HLA udenmuunoti unu eanioudenmuunou mpancniaumayuu cmeonosvlx riemox (TI'CK)
obecneuusaem svidcusanue bonee 90% nayuenmos Hezagucumo om gopmsvi UMMyHOOehuyuma.
B cnyuae 6onee nozoHetl OuazHOCMuKY pazeusaromes msgxcenvle UH@GeKyuu, nioxo noooarouuecs
mepanuu, U 8vlcusaemMocms nayuenmos pesxko naoaem — 0o 40-50%. B nwobom cuyuae,
nposedenue TI CK sensiemcs eOuHCmMeHHbIM KYPAMUBHLIM MeMOOOM Jieuerust y bonvnvix ¢ TKHUH,

oe3 nposedenus TI'CK cmepmuocmo cocmasnsem 100% 6 nepswvie 12-18 mec ocusznuf4,46].

Hpoeodumc;z om p000m6€HH020 coemecmumoco, HepoacmeeHHoeo coemecmumoco uiu
2ANIOUOECHMUYHO20 donopa no MemoduKaM, UCnoib3yembl 6 KOHKPENHOM UYeHmpe. B
3aesucumocmu om Z/lHQbeKI/;MOHHOZO cmamyca u pa3eusuUuUxcs OCNOHCHEH U onpe()eﬂﬂemc;l Hajaudue
U UHMEHCUBHOCMb KOHOMI/;MOHMPOGLZHM}Z. Hpu omcymcemeuu coemecmumozo pOOCl’I’l6€HH020
aOHOPCl pesyibmamsl canjiompancniasmayuu CpasHumMvl C pesyibmamamu HepodcmeeHHOﬁ
mpancniaumayuu om NOJIHOCMbIO coemecmumoco OOHOPCI, 0OHAKO npoeeOeHue
canjiompancnianmayuul  603MONCHO 6 Kpamqaﬁmue CpOKU, nosmomy npu HecmaduIbHOM

cocmosnuy 60IbHO20 MPAHCIIAHMAYUSL Om pooumeinei aeisemcs npeonoumumenstotii [44,45].

3.4 Xupypruueckoe JieueHue

IIo IIOKa3aHUuAM, B 3aBUCUMOCTHU OT OCJIOKHEHU.

3.5 'ennasi Tepanus

B mHacrosmee BpEMA HUAYT AKTHBHBIC KIIMHUYCCKUC HCCICAOBAHUSA, KOTOPBIC HOAAYT

BO3MOXKHOCTh PYTHHHOTO TPUMEHEHHsI TeHHOM Tepanuu npu HekoTopbix Gopmax TKUH [47-50].

4. PeaOmiuTanus
ConuanpHas U MCUXOJIOTHYECKas peaOuIuTaIs, a TAKKE BOCCTAHOBUTEIbHAS JieueOHast
buskynpTYypa pekomenayercss Bcem manuentam ¢ TKMIH ¢ MomeHTa mOCTaHOBKH JUarHo3a u
JI0 HaJasia BoccTaHoBIeHUs UMMYHHOU ¢yHKIuYU nocie TI'CK ¢ yuetom TshkecTH
COMAaTH4YECKOIo CTaTryca. Bce ManMEHTBI C YCTAHOBJICHHBIM JJUAarHO30M JOJI>KHBI HAXOAWUTHCA B
cTanmoHape, criennanusupyromemcs Ha Benennu 6onpHeIX ¢ TKUH. Tlpu yenemmnoit TI'CK

BO3HOKHO HaXO0XJICHUC B JICTCKOM KOJIJICKTUBC B CPOKH, 0003HaYCHHEIC IMPOTOKOJIOM TI'CK.
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YpoBenb yoeauteabHOCTH pekoMeHnaanuii C (YpoBeHb 10CTOBEPHOCTH

JI0KA3aTeJbCTB — 3)

5. lIpopuiaakTka M AMCNaHCEPHOe HADJIIOeHUE
[Tpodpunaktuyeckue Mepbl pekoMeHaywTcsi BceM cembsiM ¢ TKHMH u Bkmowaror
MEAMKO-TEHETUUECKOE KOHCYJIbTUPOBAHUE CEMEN M NPEHATalIbHYIO AUArHOCTUKY, KOTOpast
IPOBOJUTCS C MOMOILBIO MOJEKYJISIPHO-T€HETHYECKOr0 MCCIe0BaHus OMonTara XOpUOHa ¢
BBISIBJICHUEM MYTALlMM COOTBETCTBYIOLIETO I'€HA, YTO IO3BOJSAET NPENOTBPATUTh POXKICHUE
Ipyrux OOJBHBIX C JaHHBIM 3a0oneBaHueM B ceMbsix TKUH.
YpoBenb  yOenutenbHocTH  pekoMenaaumii C  (ypoBeHb  [10CTOBEPHOCTH
A0KA3aTeJbCTB — 3)
Kak 6buto ckazano Beime, aetu ¢ TKMH no nmpuwkuBieHus TpaHCIUIaHTaTa JOJIKHbI
HAXOJUTHCSI B YCIIOBUSX MaKCHUMaJbHOW M30JsLuU (B cTepwibHbIX Ookcax). Ilocne ycnemHoi

TI'CK nucnancepHoe HaOI0ieHHE B cOOTBETCTBUE ¢ MpoTokoioM TI'CK.

6. I[OHOJIHHTCJILH&H I/IH(l)OpMaIII/ISI, BJINAIOIIAasA HA TCYCHHUE U UCX0Q

3200J1IeBAHUSA

[Ipu ycmemnoir TI'CK mporHo3 kadectBa M MHPOJOJIKUTEIBHOCTH KU3HU B IIEJIOM
ONaronpusATHBIA, OH BO MHOTOM OMpEAeseTcs] TSKECTbI0 CHOPMHUPOBABIIUXCS K MOMEHTY
TPaHCIUIAHTAIMM XPOHMYECKUX O0YaroB WHGEKIMU U mopaxkeHuss opraHoB. CpenHss
MPOIOJDKUTENBHOCTE ku3HU OoyibHBIX TKWH 6e3 mpoegenuss TT'CK B HacTosiiuii MOMEHT

cocrasysieT 7 mecsies [46].

Pexomenayercsti Bcem ceMbsm mnanueHToB ¢ TKHMH mnposeneHne reHeTnueckoro
KOHCYJIbTHPOBAHUE M MIPOBEICHHE MPEHATAIBHOM AuarHoctuku [19].
YpoBenb  yOenurTelbHOCTH pekoMeHgauumid B (ypoBeHb  [10CTOBepHOCTH
0KA3aTeJbCTB — 3)
KommenTapun:

Cembsa boavnozo TKUH

Heobxoouma npenamanvhas OUacHOCMUKA NPU 6CeX NOCIeOVIOUWUX OePeMEHHOCMSX Mamepu 8
oanHom Opaxe u 8 Opyeux opaxax npu X-cyenieHnom mune Hacieoosanusi. Ilpu X-cyennennom

mune Hacaeo08anus HeoOxXo0UMO mecmupoearue Ha HoCumelbCmeo Mymayuu cecmep 60ﬂbH020,
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ecex cecmep mamepu 0emopoOHO20 B603pAcmd, NO NOKA3AHUAM — OpPY2UX POOCMBEHHUKOS

IMHCEHCKO20 noJid.

bonvnou TKUH nocne TI'CK

IIpenamanvHas ouazHocmuka noKaA3aHa MoIbKO 8 OIUZKOPOOCMBEeHHOM bpake. B Opyeux
CyYasx puck zabonesanus y oemetl bonbHo2o cocmasnsem meree 0,1%. Bce demu 6onvHo20 npu
AYMOCOMHO-PEYeCcCuBHOM Mune Haciedo8anus u 6ce 0ouepu 60IbHO20 npu X-cyenieHHoM mune
HACNe008anUs AGIAIOMCA  HOCUMENAMU MYMAMHO20 2eHd, UM HeobXo0uMo cemeliHoe

KOHCYbmuposarue.

7. Opranu3anusi MeIUIMHCKON MOMOIIH

IToxa3anust VISl IVIAHOBOM rOCIIMTATU3ALMM:

Juarno3 TKNH nogpasymeBaeTr 3KCTpEHHYIO TOCIIATAIM3ALMIO B CTALlMOHAP

IMoxa3anust 11 IKCTPEHHOI rOCIUTAJIN3ANMM:

1) Tlono3peHue y manuMeHTa Ha HalIW4yMe TsOKEIOW KOMOMHUPOBAHHOM MMMYHHOH
HE/I0CTaTOYHOCTH BCeM MauueHTaMm mpu noao3penun Ha TKUH — c¢ nensio mpoBeaeHus
M30JISILIMOHHBIX MEPONPUATUN M O0CIIEOBaHUS MOKa3aHa I'OCHUTAIN3ALNS B CTEPUIIbHBIN
OoKC.

2) [IpoBenenue WHTEHCUBHON KOMILUIEKCHOU IPOMUBOMUKPOOHOM,
MMMYHOMO/IETTMPYIOLIEH U CONTPOBOIUTENBHON Tepanuu;

3) [Iposenenune TI'CK

Iloxa3aHusi K BbINKMCKE NAIUEHTA U3 CTALIMOHAPA:

1) Hoctmxenue noyiHoit uMMyHHoOU pexoHctutyuuu nociie TI'CK cornacHo nporokona.

2) OtcyrcTBUE MOCTTPAHCIIAHTALMOHHBIX OCJIOXHEHHUH, TPeOYyIOLMX CTAallMOHAPHOTO

JICUCHHUA.

Kpurepuu ouieHKH KayecTBa MeIUIMHCKOMN MOMOLIH

Ne Kpurepnii kauecTBa Yposennb Yposenn
AOCTOBEPHOCTH | YOeAMTEJIbHOCTH
A0KA3aTeJbCTB | PeKOMEHIAIMii

1 [IpoBoaunck 11 Ha 3Tarne nepBUYHOM nuarHoctuku | C 3
(mpu mopno3pennu Ha TKMH) c6op cemeitnoro
aHaMHe3a C IeTbI0 BBISABIICHUS XapakTepa
HaclieIoBaHMsl 3a00JIeBaHMsI, a TaK)Ke BBISIBICHUS
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JPYTHUX YICHOB CEMbH, TIOTEHITUAIBHO CTPAIABIINAX
3TUM 3a001€BaHUEM?

[TpoBoauiKCH 1 HA TAlle MEPBUYHOI IUArHOCTUKH
(mpu mopno3pennu Ha TKMH) c6op anamuesa u
¢bu3HKanpHOEe 00CICIOBAHUE C LICNIBIO BBISBICHHS
MHQPEKIMOHHBIX 1 MMMYHHBIX TOPasKEHHUH
(THEBMOHWSI, YHETPOKOJIUT, XOPUOPETHHHT)?

[IpoBoawinck 1 Ha 3Tarne NEPBUYHOMN IUArHOCTUKU
0a30Bo¢ J1ab0paTOpHOE 00CIICIOBAaHNE
(KIMHUYECKUH aHAJIN3 KPOBU , OMOXUMUYECKUI
aHaJIU3 KPOBU, KIIMHUYECKUN aHAINU3 MOYH,
KoaryJorpaMma, ofnpezeieHie NHPHUIUPOBAHHOCTH
BUY, Bupycamu renatura B u C) u
uHctpyMeHTansHble (DK, Y3U OpromHoi
nonioct, MCKT opranoB rpyaHO#i KJIETKH) METO/bI
o0cIieI0BaHMs, OIICHUBAIOIIHNE TSHKECTh COCTOSHHUS
601pHOTO?

[IpoBomuKCh JIM HA ATare NEPBUYHON TUATHOCTUKU
yriayOieHHoe TabopaTtopHoe oOcleoBaHNe
(ompeneneHre MMMYHOTTIOOYJIMHOB CBIBOPOTKH
KPOBH, CHEIU(PUUECKUX MOCTBAKIIMHAIBHBIX
aHTUTEN, UMMYHO()EHOTUITUPOBAHKE JIUM(OIIUTOB
KpoBH)?

[TpoBoawIIack Jiu Ha ATare NEPBUYHON TUATHOCTUKH
BUPYCOJIOTHYECKOE UCCIIETOBAHKE JIs1 HCKITFOUCHHS
BHPYCHOTO TIOPKEHHUSI OPTAaHOB C TIOMOIIIBIO METO/1a
[P (c yuetom uMMyHOe(hUIINTA U
HEMH(OPMATUBHOCTH CEPOJIOTUICCKIX METOJIOB
oOcnenoBanus)?

HpOBO]lI/IJ'[I/ICB JIM Ha 3TaIIc HCpBPI'—IHOfI JUAarHOCTUKH
MOJICKYJIIPHO-TCHECTUYCCKOC UCCIICAOBAHNEC
MOTCHIUUAJIbHO MOPAKCHHBIX 'CHOB € LCJIBIO
BBISIBJICHHUA MyTaI_[I/II\/'I JaHHOI'O reHa?

B ciyyae TexHUYECKON HEBO3MOKHOCTD
MIPOBEJICHUS a/ICKBAaTHON AMATHOCTUKH U
COMPOBOAUTEIHHON Tepanuu ObLIa JIU MOCTaBJIEHA B
W3BECTHOCTH (esiepanibHas (JIn0o WHas) KIMHUKA,
o0amaromnas moJ00HBEIMH BO3MOKHOCTSIMH, U OBLII
MIOCTABIICH BOMPOC O MEepPeBO/Ie MarueHTa?

[Tpu neyernn GOTBHOTO MTPOBOANIACH JIH
3aMeCTHUTeNbHas Tepanus npernapaTamu
BHYTPHBEHHBIX IMMYHOTJIOOYJTMHOB, HE 3aBUCUMO
OT YpOBHsI UMMYHoOTrJI00yuHa G?

boutn u nHGOpMUPOBaHBI OOIBHOM U €ro ceMbs O
HE00XO0IMMOCTH MPOBEICHUS TPAHCIUIAHTALIUU
CTBOJIOBBIX KJIETOK JUIsI M3JIeueHusl 3a001eBaHms?

10

Bblny 11 mpoBeEHO CeMENHOE FEHETUYECKOE
KOHCYJIbTUPOBaHHE OOJIBHOTO, €ro
HETIOCPEICTBEHHOM CEMBH, a TAKXKE IPYTUX
POJCTBEHHUKOB OOJILHOTO C LIENbIO
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WH(POPMHUPOBAHUS UX O PUCKaX 3a00JICBaHUS Y
IIOTOMCTBaA 6OJII:HOFO\‘-IJICHOB ceMbu?

Cnucok aureparypsl

1. I/IMMYHOJ'IOFI/ISI ACTCKOT'O BO3pacTa. HpaKTI/I‘{eCKOC PYKOBOACTBO IO ACTCKHUM 00JIe3HSM.

[Tox pen. A.YO. llep6unsr u E.JI. [Tamanosa. M.: Meanpaktuka-M; 2006.
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IIpuioxenune Al. CoctaB paGoueii rpynmnsl
Poauna FQaus AJiekCaHAPOBHA — KaH/IWIAaT MEAUIIMHCKUX HAYK, YWICH
HanmonansHoro odmiectBa 3KCrepToB B 00J1aCTH MEPBUYHBIX UMMYHOE(PHUIIMTOB, YIEH
HanmonansHoro o0miecTBa 1eTCKUX FeéMaTOJI0r0OB U OHKOJIOTOB, YWIEH MEXTYHAPOTHOTO

€BPOTIEICKOT0 COO0IIeCTBa MePBUYHBIX HMMYyHOAeuuToB ESID.
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banamosB Amutpuii Huko/1aeBu4 — JTOKTOp MEIUIIMHCKUX HAYK, YJICH
HarnmonansHoro o01iecTBa 3KCEpTOB B 001aCTH MEPBUYHBIX UMMYHOAC(PHUIIUTOB, WICH
HanmonansHoro odmiecTsa 1eTCKUX FeMaToJI0rOB M OHKOJIOTOB, WwieH EBporeiickoro o0miecTBa
HMMYHOIC(UITUTOB

PymsinueB AJiexkcanap ['puropseBHY - JOKTOp MEIUIIMHCKUX Hayk, Mpodeccop,
akageMuk PAMH, npesuaent HanmonanbHOro o0miectBa 3KCIEPTOB B OOJIACTH MEPBUYHBIX
UMMYHOAC(PUITUTOB, WieH HamnroaHabHOTO 00IIIeCcTBa IETCKIX T€MAaTOJIOTOB M OHKOJIOTOB, WICH
EBporneiickoro o0miecTBa reMaToioron

Hlepouna Auna FOpbeBHA — JIOKTOp MEIUIIMHCKUX HAYK, HCIOJHUTEIbHBIN TUPEKTOP
HammonansHoro oOmecTBa SKCIEPTOB B 007aCTH TEPBUYHBIX HMMYHOIC(UIIUTOB, YICH
HanmonansHOTO 001IIeCTBA IETCKUX I'eMAaTOJIOTOB M OHKOJIOTOB, WieH EBpormelickoro oOmecTsa

UMMYHOAE(PHUITUTOB

Kongummkr unrepecon: lllepomna A.FQ. B TeueHue nociieqHuX 5 JIeT OCyLIECTBIsIA
JIEKTOPCKYIO JIeSITeNbHOCTE Ipu noaaepskke kommanuii CSL Behring, Kedrion, Biotest, Pdapwm,
SABJISIFOLUXCSI U3rOTOBHUTEIISIMU \TUCTPUOBIOTOPAMH npenaparos BHYTPHBEHHBIX

MMMYHOTIJIOOYJIMHOB.

IMpuiaoxenne A2. MeToa0Jiorusi pa3padoTky KJIMHUYECKUX PEKOMEHAalu i
eseBast ayIMTOPUA JAHHBIX KIMHUYECKHUX PEKOMEHIALUM :
1. Bpau-remarosnor

2. Bpa4 ajuieprojor-uMMyHOJIOT
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3. Bpau —1enuarp

4. Bpau o0u1eil npakTUKH (CeMENHBIN Bpay)

Taouauna I11 — YpoBHU TO0CTOBEPHOCTH J10KA3aTEIIbCTB

YpoBeHb
AOCTOBEPHOCTH

HcTouyHHK 10KA3aTENLCTB

1 (1)

ITpocniekTUBHBIE paHAOMU3UPOBAHHBIE KOHTPOJIIUPYEMBIE HCCIIEIOBAHUS
JlocTaTouHOE KOJIMYECTBO MCCIEAOBAHUNA C JOCTATOYHOW MOLIHOCTBIO, C
ydacTHeM OOJIbIIOr0 KOJMYECTBA NAIMEHTOB M IOJIY4YE€HHEM OOJbIIOro
KOJINYECTBA JaHHBIX

Kpynnele MeTa-aHanussl

Kak MUHMMYM OJHO XOpOIIO OpPraHM30BAHHOE PaHAOMHM3UPOBAHHOE
KOHTPOJINPYEMOE MCCIIEIOBAHNE

PenpesenraTiBHas BEIOOpKA MAIMEHTOB

11(2)

[IpocniekTUBHBIE C paHIOMHU3aIMel Wi 6€3 UCCIIEOBAHUS C OTPAHHYEHHBIM
KOJIMYECTBOM JIaHHBIX

Heckounbko uccnenoBanuii ¢ HeOOIBIIMM KOJIMUYECTBOM MAIIUEHTOB
X0poI1110 OPraHU30BaAHHOE MPOCIEKTUBHOE UCCIIEI0BAHUE KOTOPTHI
Merta-aHanu3bl OrpaHUYEHbI, HO IIPOBEACHBI HAa XOPOILEM YPOBHE
Pe3ynbTarhl HE IPE3eHTATUBHBI B OTHOLIEHUH LIE€JIEBON MOMYIISILIUU
X0poI1110 OPraHU30BAHHBIE UCCIIE0BAHUS «CIy4al-KOHTPOJIb»

11 (3)

HepanaomuzupoBaHHbIE KOHTPOIUPYEMBIE HCCIIEIOBAHUS

HccnenoBanus ¢ HEAOCTaTOYHBIM KOHTPOJIEM

PanniomMu3npoBaHHbIE KIMHUYECKUE HCCIEIOBaHUS C KAaK MUHUMYM |
3HAYUTENIbHOU W KaK MUHUMYM 3 HE3HAUYUTEIbHBIMU
METO/I0JIOTUYECKUMH OITHOKaMU

PerpocnexkTuBHBIC WM HAOIIOAATEIbHBIC UCCIEAOBAHUS

Cepus KIMHUYECKUX HAOTIOIEHUN

[IpoTuBOpeunBBIE  JaHHBIE, HE  TO3BOJISIOIINE chopMHUpOBATH
OKOHYATEJIbHYI0 PEKOMEHIalNI0

IV (4)

MHuenue 3KcnepTa/ JaHHBIC nus3 OoT4CTa 3KCHCpTHOI>i KOMUCCHHU,
OKCIICPUMCHTAJIBHO MMOATBCPKACHHBIC U TCOPCTUUCCKU 000CHOBaHHEIE

Tadauua I12 — YpoBHU yOeIUTETEHOCTH PEKOMEHAAITHI

Yposen Onucanne Pacun¢pposka

y0eauTeJabHOCTH
PexoMeHnanus ocHoBaHa Ha
BBICOKOM YpOBHE JIOKa3aTeabHOCTH | MeTtoa/Tepanus epBoi JINHUU;

A (xak MmuaUMYM 1 yOenuTenpHas 100 B COYETAaHUU CO CTaH/IAPTHOM
nyonukarus | ypoBHs METOMKOM/Tepanueit

J0Ka3aTCJIbHOCTH, ITOKa3bIBaroIias
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3HAYUTEIIBHOE NPEBOCXO/ICTBO
I10JIb3bI HaJl PUCKOM)

Mertoa/Tepamnusi BTOPOi JINHHH;
Pexomenpanus ocHOBaHa Ha

100 MpHU OTKa3e,
CpeZIHEM YpPOBHE JIOKa3aTeIbHOCTH

(kak MuHUMYM | yOenuTenbHas
B nyonukanus |l ypoBHs

MPOTHBONIOKA3aHUH, HITH
Hed((PEKTUBHOCTH CTaHIAPTHOU

METOMKH/TepaIu.

JIOKa3aTeIbHOCTH, TTOKa3bIBAFOIIAs

Pexomennyercs

3HAUYUTENILHOE TPEBOCXOACTBO
MOHUTOPUPOBAHUE TOOOYHBIX

TOJIb3bI HAJl PUCKOM) .
SIBJIEHUI

Her Bo3paxkeHuii MpOTUB JAHHOTO
Pexomenanust ocHoBaHa Ha ci1aboM

YPOBHE JJOKa3aTeILHOCTH (HO KaK
MHUHUMYM | yOenurenbHast
nyonukanus |1 yposHs

C JI0Ka3aTeIbHOCTH, I0Ka3bIBAIOILAS

METO/1a/Teparuy WIA HeT
BO3pa)KeHUN IPOTUB
MPOJOIIKEHHSI TAHHOTO
METO/1a/Teparnuu

PexoMennoBano nipu oTKase,
3HAYUTEIHHOE ITPEBOCXO/ICTBO
MIPOTUBOTIOKA3aHUH, UITH
TOJIH3bI HAJI PUCKOM) U .
HeAP(HEKTUBHOCTH CTaHIAPTHOM
HET yOeIUTEIbHBIX JTAHHBIX HU O
METOIUKH/TePaITiy, IPH YCIOBUU
M0JIb3€, HU O PUCKE)
OTCYTCTBHS TOOOYHBIX 3PHEKTOB

OtcyTcTBHE YOEIUTENIBHBIX
nyonukanuit |, |1 wu 1 ypoBHs
JI0Ka3aTeIbHOCTH, IIOKA3bIBAOIINX
3HAYUTEIHHOE MTPEBOCXO/ICTBO

D 0JIb3BI HAJl PUCKOM, JTH0O0 He pexomennoBano
yoenutenbHble myonukanuu |, 11
unu |1l ypoBHS 10Ka3aTeNnbHOCTH,
MOKa3bIBAIOLINE 3HAUUTEIBHOE
MIPEBOCXO/ICTBO PHCKA HAJ MOJIB30ii

IMopsinok 00HOBJIEHUS KIMHUYECKUX PEKOMEeHAalM i

Mexanu3m  OOHOBJIEHHS ~ KJIMHUYECKHX  PEKOMEHJAIMNA  MpeaycMaTpUBaeT WX
CHCTEMATUYECKYIO aKTyaJI3aLlAI0 — HE PEKE YEM OJIMH Pa3 B TPU I'0J1a UJIU MPU MOSABIECHUU HOBOMU
uH(pOpPMaIIMU O TAKTHKE BEICHUS MAIlEHTOB C JaHHBIM 3a0oeBanueM. Perenre 06 00HOBIEHUN
npuHuMaer M3 P® Ha OCHOBE MpeMIOKEHUH, NPEICTABICHHBIX MEIUIMHCKUMH
HEKOMMEpPUYECKHUMH TpodecCuOHaTbHBIMU opranu3anusiMu. ChHopMUpOBaHHBIC TPEIIOKEHUS
JOJKHBI  YYUTBIBATH  PE3YJIBTAThl KOMIUIEKCHOM OLIEHKH JIEKAPCTBEHHBIX Mpenaparos,

MCIUIIMHCKHNX I/I3JICJ'II/II71, a TaK’KC pC3yJIbTAaThl KJIMHUYECKOM aHpO6aI_II/II/I.

IIpuioxenue b. AiropuT™Mbl BeIeHUS AIUEHTA
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Hpuiaoxenue B. Undopmanus 1jd namueHra
Tsokenass komOuHHMpoBaHHass uMMyHHas HenoctatoyHocTh (TKWH) — renetndecku

00yCIIOBJIEHHBIN 3a00J1€BaHNe, B OCHOBE KOTOPOTO JIEKUT TsOKENeHIui aeekT UMMyHHUTETa.

3a0oieBaHrEe XapaKTEepU3yeTCsl TSHKENbIMU HH(EKIUSAMI BUPYCHON M OaKTepHalIbHOM MPUPOIbI
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H, B OTCYTCTBUC TpaHCIUIAHTAIIMKW CTBOJIOBEIX KJICTOK, CMEPTHIO B IICPBLIC ABA I'0Jla J)KU3HU.

TKHWH BbI3BaHa nosomMkamMu (MyTalMsMM) B PA3IMYHBIX T'€HaX, OTBETCTBEHHBIX 3a
co3peBaHue U (PYHKIMIO B MEPBYIO o4yepenb T TUMQOIUTOB, B HEKOTOPBIX CIydasiX - U APYTUX
cyonomymsituii TuM¢onuToB. B HacTosiiee BpeMs U3BECTHA TeHeThudeckas npupoxaa 6onee 20
dopm TKHH, oxgnako, yacTh OOIBHBIX UMEET JI0 CHX MOpP HE BepU(ULIMPOBAHHBIE T€HETHUYECKHE
nedextel.  Jlas 6onpHbIX ¢ TKH xapakrepHo panHee (B mepBbie HEAETH WUIIH MECAIbI )KU3HN)
HAyYaJIo0 KIIMHUYECKUX MPOSIBICHUH 3a00J€BaHUs B BUJE KUAKOTO CTyJa, YIIOPHOW MOJOYHHUIIBL,
NEJNICHOYHOTO JIEpMAaTHTa, M TSOKEIbIX MHGeknuid. B cmydae Bakmmnanuu pebenka BIDK B
pOIOME WJIM TI03)KE XapaKTEpHO pa3BUTHE PErMOHAPHON W/Wiu W reHepanu3oBaHHOW BIDK-

HH(}EKIuu.

Ha ¢one Tsaxenbix undexnuit HabmogaeTcsl OTCTaBaHWE B (PU3UYECKOM M MOTOPHOM
pa3Butuu. CienyeT mOMHUTH, uTo Aake pu Hanuuun TKUH y mianeniieB He cpa3zy pa3BUBaIOTCS
BCE BBILICTIEPEUYHUCICHHBIE CUMIITOMBI, U B T€YEHUE HECKOJIBKUX MECSLIEB OHU MOTYT PACTH U
pa3BHBAThCSI HOpPMalbHO. TpaHCIUIAlIEHTapHAs Mepeaada MaTePUHCKUX JUM(POIIMTOB MOXKET
BbI3BaTh CHUMIITOMBI PEAKIMH «TpaHCIUIaHTaT npoTuB xo3siuHa» (PTIIX), HazbiBaeMoii B 3TOM
cinydyae MatepuHcko-deranpHoi PTIIX. Ona mposBiiseTcs B OCHOBHOM B BUJIE€ KOXXHOW  CBINU

u\uu MOpaXCHUA MMCUYCHU, KUIICYHUKA.

TI'CK sBisieTcsi €IWHCTBEHHBIM CIIOCOOOM COXpaHHUTh manueHty ku3Hb. TI'CK
NPOBOJUTCS OT COBMECTUMOTO OpaTa\cecTpbl, B HX OTCYTCTBUE — OT HEpPOJCTBEHHOIO
COBMECTUMOTrO ToHOpa wiH ot poaurteneil. Mcxonpr TI'CK 3aBUCAT BO MHOTOM OT MMEIOLIETOCS

I/IH(I)CKI_[I/IOHHOFO craryca, NopaKCHus OpraHoB U CUCTCM.

Pucku poxaenus npyrux aereit ¢ TKMH B nanHoi# cembe coctaBisoT oT 25% 10 50%.
PexomennoBano MIPOBEACHUE CEMEHHOTI0 KOHCYJIbTUPOBAHUS
peHaTaILHON \TPESUMIUIAHTAIMOHHON TUArHOCTUKH, JIJIsl UCKITFOUCHHSI POKACHUS APYTHUX JCTeH

C JTAaHHBIM 3a00JIEBAHHEM.

s ™
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