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BBEJIEHUE

AKTYaJbHOCTH HCCJIEOBAHUS

MepBuunbie nmmyHoaepumutol (IIHUJ) npeacraBisior coOoi Ipymmy
HACJICICTBEHHBIX ~ 3a00JICBaHUM, BBI3BAHHBIX MOHOTCHHBIMH  HWMMYHHBIMHU
nedekTamu, MpeapachojiaraloliMU K Pa3BUTHIO Y TMAIlMEHTOB CEPbE3HBIX
uH(peKui, a Takke HEMH(EKIIMOHHBIX MPOIECCOB, CBSA3aHHBIX C HapyHICHUEM
UMMYHHOH perymsuuu, JuMQornpoiandepaTuBHbIX U ayTOMMMYyHHBIX [129, 125,
140, 168, 211, 167, 174, 112].

Benymme cnenuanuctel B 00JIaCTH  MEPBHYHBIX MMMYHOJE(UIIMTOB
CUMTAIOT, YTO 3TU 3a00JI€BaHUS YaCTO OCTAIOTCSA HEPACTIO3HAHHBIMHU, OTCPOYCHHAs
JTMAarHOCTHKA U JICUCHUE pacipoCTpaHeHbl BO BceM mupe [179, 168, 228]. B cBs3u
C HM3KO# HaCTOPO>KEHHOCTHIO TI0 OTHOIICHHUIO K BPOKIEHHBIM UMMYHOIUITUTAM
B Poccuu, oTmeuarorcs HeolpaBAaHHO BBICOKAs WHBAJIUAM3ALMS U CMEPTHOCTh
oonpubix [THU]T [55, 17, 23, 35, 20], B TO Bpemsl, Kak CBOCBpEMEHHAsI THArHOCTHUKA
W paHHSsA Tepamus MPeIOTBPALIAlOT pa3BUTHE TSKENBIX W HEOOpaTUMBIX
U3MEHEHUH, MO3BOJIAIOT CYIIECTBEHHO YIYYIIUTh KAaueCTBO >KM3HU U IPOTHO3
MAIMeHTOB, N3MEeHUTh oTHomeHne K [IM]] kak k Oe3Hae)KHBIM M HEU3ICUUMBIM
3aboneBanusam [230, 98, 225, 214, 227].

PacripocTpaHeHHOCTh MEPBUYHBIX UMMYHOAEC(PUIIUTOB SBISETCS OIHUM U3
KITIOYEBBIX  JMHJEMHUOJIOTUYECKUX  TOKa3aTelei, IMOCKOJIbKY  TO3BOJIAET
IPOrHO3UPOBATh YacTOTY HMX BO3HUKHOBEHUS U (POPMUPOBATH ONTHUMAIbHYIO
MOJIUTUKY OOIIECTBEHHOTO 3PaBOOXPAHEHHUS] B OTHOIIEHWH WX JICYCHHUS U
npo(UIAKTUKA HA PETMOHAIHLHOM, HAIIMOHAJIBHOM M MEXIYHApPOIHOM YPOBHSIX
[167, 178, 110].

UpesBbl4yalilHO BaXXHBIM Ha COBPEMEHHOM JTall€ SIBIISETCS HCIIOJIb30BaHUE
CKPUHUHTOBBIX MapKepoB, Mo3Boysitonmx Bepudummposars [IMJ[ Ha sTamax
JOKJIMHMYECKOTO U PAHHETO JUarHocThyeckoro noucka [49, 41, 92, 5]. B Teuenue
MOCIICIHETO ACCIATHICTHS B MPAKTHKY 3IPAaBOOXPAaHEHUS MHOTHX CTpaH aKTUBHO
BHEJpSETCA ONpeNeNIeHNe  YHUBEPCAJIbHBIX  MAapKepoB T-xneTouHbIX

ummyHonepuimroB — TREC (T-cell receptor excision circle) u B-knetounbsix —
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KREC (kappa-deleting recombination excision circle) mist ckpununara T [35,
131, 136, 158, 49, 78]. Hokazana »s¢dekTuBHOCT, aHamu3a [REC mis
BEepU(PHUKAIIUN TKEIOI0 KOMOMHHUPOBAaHHOrO MMMyHoaedummra [161, 87, 199],
koMOuHupoBaHHbIX NJIC 6e3 naeHTuGuImpyeMoil MOJIeKyIsIpHOW pranHbL [155,
104, 152, 233, 154, 136], cungpomoB Ju/xopmxku [158, 233], CHARGE [136,
155, 233], Heitmerenosckoro nospexaenus [136, 155, 150], JIyu-bap [136, 155,
150], 6one3nn Jlayna [123, 136, 155, 233] u apyrux T—kieToYHBIX JTUMOOTICHHHA
[155].

Ycranoiena »sddextuBHOCTs, omnpenencHus KREC nmns auarHocTHku
BPOXKJCHHBIX  aramMarinoOyiaumHemuin  [150, 134, 158].  Omnpenencuue
HKCIIM3UOHHBIX KOJIEIl peapaHKUpPOBKU T'eHOB T- u B-kieToyHoro penentopoB B
CYXHX ISTHaX KpoBH Ha kapTax Gatchrie BHeapeHo B mporpamMmbl HCOHATAIBHOTO
CKpMHUHTA 9 TOoCyaapcTB, B 13 cTpaHax 3amylieHbI MUJIOTHBIC MPOeKThl [56]. B
psiie uccieI0BaHUM MOKa3aHa YKOHOMUYECKas! 11e€J1ecO00pa3HOCTh HEOHATAIBHOTO
ckpunmnra [THU]] [56, 143, 102, 204, 114, 67].

HecMoTpss Ha O4YeBUAHYIO 3HAYMMOCTH MPOOJIEMbI M MHOTOYHCIIECHHBIC
JaHHBIC IO PACIPOCTPAHCHHOCTH IEPBHYHBIX HMMMYHOJS(HHUIIMTOB B MHpE, B
OOJBIIMHCTBE PErMOoHOB Poccuy OTCYTCTBYIOT MacIITaOHBIE HCCICAOBAHHS TIO
snuaemuonorun  [IMJ[. He Buempeno ompegenenne TREC u KREC B
HCOHATAJbHBIH CKPUHUHI W PYTUHHYIO TIPAaKTHKy Bpadei-neauaTtpoB U

MMMYHOJIOTOB-ajuieproiaoros Poccuiickoit denepannu.

Crenenb pa3padoTaHHOCTHM TeMbl HccaeaoBanus. Ha ocHoBanuu
HAIMOHATHHBIX WM KOHTHHEHTAIBHBIX PETUCTPOB Mpe/IoaraeMas MUHUMaTbHas
pacopoctpanenHocTs [T ]] Bapsupyert ot 1,5 no 18,8 ma 100 000 xwuteneit, 4To BO
MHOTOM  ONpPENENSeTCS YPOBHEM  Ppa3BUTHUS MEIUIMHBI W COIHMAIBHO-
9KOHOMHYECKUMHU BO3MOXKHOCTAMHU rocymapcrsa [109, 133, 167]. B Poccuiickoit
denepanuy TMoOKazaTeld CYyIIECTBEHHO HMe U coctaBimstoT 1,35 wa 100 000

Hacenenus [55].



DOTHHUYECKHE U TeorpauuecKue pa3indvs MOTYT CYIIECTBEHHO BJIHSTH Ha
yactotry u crpykrypy I[IM]l, mo3TtomMy peruoHaibHbBIE 3MUIAEMHUOJIOTHYECKUEC
JMaHHBIC NPEACTABISIOT 3HAUYMTEAbHBIA uHTepec [198, 170, 82]. Hacrosiiee
UCCIIEIOBAHUE SIBISIETCS MEPBOM paboToil, mocesieHHon snuaemuonorun [T B
CraBponosibckoM kpae. [logoOHbIe nccnenoBaHusi OTCYTCTBYIOT Takxke B CeBepo-
KagskaszckoMm u FOxxHoM denepaiibabix okpyrax Poccutickoit @enepanuu.

3anepxka B auarHoctuke u nedenuu [IM/] ocraercs oueBuaHOM nmpobaemont
HE TOJBKO JIJIsl Pa3BUBAIOLIUXCS, HO M JUIS pa3BUTHIX cTpaH mupa [198, 170, 82].
[Io manubM poccuiickoro peructpa [IM]Jl, cozmannoro B 2017 r. mox srupow
HADIIN /I, mennana oTcpouku auaruosa B Poccun cocrasisiet 27 mecsies [55]. B
CraBpomoJIbcKOM  Kpae  mokaszarenu  pacrnpoctpanenHoctu  [IWJ[ wu
JTUArHOCTUYECKON 3aJepPKKH HE OMPEICICHBI, YTO 3aTpPydHSET (OPMHPOBAHUE
MOJIMTUKU MUHHCTEPCTBA 3APaBOOXPAHEHUS Kpasi B OTHOIICHUU ATOM KaTeropuu
OOJBHBIX.

LlenecooOpa3HOCTh OMpENEIeHUs] SKCIU3MOHHBIX KOJIEL peapaHKMpPOBKH
reHoB T- 1 B-KkjIeTOYHBIX penenTopoB AJisi HEOHATATLHOTO CKPUHUHTA MTEPBUYHBIX
UMMYHOIC(PHUIMTOB Mpu3HaHa Bo BceM mupe [131, 136, 158, 78]. B oraenbHbIX
peruonax Poccuiickoit ®enepanmu (MockoBckas u CBepajioBckas 00JacTH)
MIPOBOJIMIIMCH MAacCCOBBIE MCCIIEAOBAHMS, CBUACTENbCTBYIOMUE 00 () PEeKTUBHOCTH
ompenenennss TREC wu KREC jans  HeoHarampHOrO  CKpUHHMHTA U
perpocneKkTuBHOro BbisiBIIeHUs 1IM]] kak nmpuuuHbl paHHEN NETCKOW CMEPTHOCTH
[49, 226, 13, 26, 7, 35, 43, 46]. Onnako onpenencaue TREC nu KREC B pyrunHoi
MPAKTUKE MEANATPOB M1 UMMYHOJIOTOB-aJUIEPTOJIOTOB BHEAPEHO JIAJIEKO HE BO BCEX
pernonax PO.

Takum oOpa3oM, paHHEE BBISBICHHEC NEPBUYHBIX HMMYHOACHHUIIUTOB C
MOMOIIIBI0  COBPEMEHHBIX  CKPUHHMHTOBBIX  METOJIOB, WX  pETUCTpaIus,
uAeHTUGUKAINS ~ HO30JIOTUYECKHX  (OopM, 3HAHUE  DIHUJIEMHOJIOTHYECKUX
OCOOCHHOCTEH B PETHOHE TMPEACTABISIIOTCS YPE3BBIYAHHO aKTyaJIbHBIMH IS

CBOCBpeMeHHOﬁ TCpally U YIYUYHICHHA Ka4CCTBA ) KU3HU 3THX OOJILHBIX.



Heap uccaenoBaHHUsA: XAPAKTEPUCTHKA HNUIAEMHUOJOTHYECKOM KAPTHUHBI
BPOXKJICHHBIX MMMYHHBIX HapylI€HUII Ha OCHOBAaHHHM PETPOCHEKTHBHOIO
UCCIIEIOBaHMs TEPBUYHBIX HUMMYHOAEPUIMTOB B (CTaBpONOIBCKOM Kpae 3a

necatwietHuil nepuoa (2009-2019 rr).

3agaum uccjie0BaHUA

1. 3yuuTh pacnpoCTpaHEHHOCTb, BO3PACTHBIE U I'€HJAEPHBIE OCOOEHHOCTH,
CTPYKTYpPY HO30JIOTHUYECKUX (OPM M 4YacCTOTy MOJIEKYJISIPHO-TEHETHYECKOTO
NOATBEPKIAEHUSI JUArHo3a B  PErucTpe MEepPBUYHBIX HUMMYHOAE(PUIUTOB
CTaBponoabCKOro Kpas.

2. OnpenenuTb CpPOKM JIMAarHOCTUYECKOW 3alepKKHM Yy OOJBHBIX C
BPO’KJICHHBIMU UMMYHHBIMH HapyIICHUSMU Ha ipuMepe CTaBpOIOIbCKOTO Kpasi.

3. YCTaHOBUTh  YacTOTy  pa3BUTUS  HMH(EKIUH,  OHKOJOTHYECKHX
3a00JIeBaHUM, a TaKXe KIMHUYECKUX MPOSBICHUH MMMYHHOM IUCPErYyJSLIUU Y
NAlMEHTOB C IMEPBHUYHBIMU HUMMYyHOJehuuuTamMu B peructpe CTaBponoJibCKOro
Kpas.

4. OeHuts 00BEM  HMMMYHOPEKOHCTPYKTUBHOW, TI'€HHOMH)KEHEPHOI,
3aMECTUTENIbHON M TPO(PHUIAKTHUYECKOW aHTUMUKPOOHOU Tepanuu y OOJBHBIX C
BPO’KJICHHBIMU UMMYHHBIMH HapylIeHUsIMU B CTaBpOIOJILCKOM Kpae.

5. IlpoBecTn pETPOCNEKTUBHBIM CpPABHUTENIbHBIA aHAIU3 KOJIUYECTBA
9KCIIM3UOHHBIX KOJICI peaparKupoBku reHoB T-kierounoro perenropa (TREC) u
PEKOMOMHAITMOHHBIX KoJjel Kamma-aeienuonHoro siaementa (KREC) B cyxux
MSATHAX KPOBHU y YMEPIIHX JETEH B 3aBUCUMOCTH OT MOP(OJIOTUH TUMYCA, CTENIEHU
JIOHOLIEHHOCTH, HAJIMYUS BPOKAEHHBIX TOPOKOB Pa3BUTHS.

6. OueHutb >((PEKTUBHOCTH OINpEACNICHUs] MOKa3aTele SKCIM3MOHHBIX
KOJIELl peapaHXUpoBKU reHoB T- u B-kieTouHbIX penenTopoB JUMGOIMTOB IS
JIMarHOCTUKHU BPOKJACHHBIX UMMYHHBIX HapyIICHU B PYTUHHOUW MpPaKTHKE Bpayda

ajjicprojiora-uMMYHOJIOra.



Hay4nasi HOBH3HA M CCJIeIOBAHUSA

BrepBble NpPOBENEHO SMUIEMUOJIOTMYECKOE HCCIEAOBAHUE BPOXKIECHHBIX
MMMYHHBIX HapylmieHuid B CTaBpONOJIbCKOM Kpae. YCTaHOBJIEHA MWHHMAaJlbHas
pacIpoCTPaHEHHOCTh NMEPBUYHBIX UMMYHOACPUIIUTOB, cocTaBuBmas 3,1:100 000
HaceJIeHUs, 4To B 49 pa3 MEHbIIIE 0KUIAEMOTO. BriepBble M3y4eHbl BO3PACTHBIE U
reH/IepHbIE OCOOEHHOCTHM B KOTOPTE KHUBBIX MalMeHTOB, cTpanaromux [T/,
BBISIBIICHO TipeoOiananue aetet (74,7%) u i myxckoro mosa (1:2,03).

Bnepsbie uzydena ctpykrypa Hozojorunueckux ¢opm TN/ B peructpe CK.
[Toka3zaHo, yTo HanbOJIEE PACHPOCTPAHECHHBIMHU SIBISIOTCA 1€(PEKTHI TYMOPAIBLHOTO
3BeHa (44,3%), BTOpOo€ MECTO 3aHMMAalOT KOMOWHUPOBAHHbIE HMMMYHHBIE
HapylIeHUs C CUHAPOMAaJIbHbIMHM mposiBieHusMu (15,9%), tperbe — nedexts
¢darouurosa (10,2%). IlokazaHo, 4TO B KOTOpPTE€ MEPBUYHBIX UMMYHOJAE(PUIIMTOB
CraBpornosbckoro kpas umeercst 27 Hozonoruueckux ¢opm I[TN/], monexkynspHo-
TeHEeTHUYECKUI UarHo3 MoATBepkaeH y 38,6% OO0JIbHBIX.

BriepBrie omnpenenensl CpOKM 3aJ€pKKA B MOcTaHOBKe auarHosza [ y
nanueHToB CTaBpOIIOJIBCKOTO Kpas, AocTthraromue 2,9 roma. Bnepsele n3ydeH
XapakTep KOMOPOWIHOM maTojoruu y mnanueHTtoB B peructpe CK, BbISBIEHO
npeobiamanre uHbpekuit  (73,9%). Ilpu3Haku UMMYHHOW JUCPETYJISIMA
coctaBuiu 18,1%, peruauBUpyrolne «X0J0AHBIE» OTEKU — 8%, OHKOJIOTUUECKHE
3a00JIEBaHUA - 4 5%. Bnepseie MpoBe/ICHA OLICHKA o0beMa
MMMYHOPEKOHCTPYKTUBHOM, T€HHOMH>KEHEPHOM, 3aMECTUTEILHON 151
NpPOPHUIAKTUYECKON aHTUMUKPOOHOW Tepanuu y mnanueHToB B peructpe CK,
YCTaHOBJICHO KOJIMYECTBO CIy4aeB C JETAIbHBIM HCX0I0M — 6,8%.

BnepBele  MpPOBEAEHO  PETPOCIEKTUBHOE  OMNPEIEICHUE  KOJIMYECTBA
HKCLIM3UOHHBIX KOJEl] peapaHkUpOBKU T'eHOB T- m B-kieTouyHBIX perenTopoB B
CYyXUX MATHAX KPOBH B KOTOPTE YMEPIIHUX JAETe ¢ (aTaibHBIMU WHOEKIUIMU B
CK. VYcranoBiaeno, uyro B 69,5% ciayyaeB omnpenenserca CHHXXKEHHUE
konuuecTBeHHbIX mnokazarenedl TREC w/umun KREC B cyxux mnsiTHax KpoBHU
HEOHATalIbHOTO CKpuHHHTA. Y 11,6% ymepmux aeTell UMEeT MECTO 3HAUUTEIIbHOE

camwkenne TREC w/mmum TREC 1o HeneTekTUpyemblx 3HAUY€HMM, UTO
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MOATBEP)KIAACTCS  KIMHUYECKUMH ¥ TAaTOMOP(HOJIOTHYECKUMU  MPU3HAKAMU
BpoxieHHbIX N/IC.

[TokazaHo, 4TO pa3BUTHE AKIMUJICHTAIHLHOW MHBOIIOLUKM THMYyCa HE CBSI3aHO
c nokazatensimu TREC u KREC y HOBOpoIeHHBIX. BBIsSBICHO, UTO CHU)KEHHE
ypoBHsi TREC HabnronaeTcsi y HEJJOHOIICHHBIX JETeH CO CPOKaMU IreCTallii MeHee
28 Henenb, a Tak)Ke B TPYIIIIE MalMEHTOB C BPOXKJICHHBIMHU IMOPOKAMH Cepjilla U
MaruCTpajJbHBIX  COCYAOB,  JKEIyJOYHO-KHIIIEYHOTO  TpakTa, IMOYEK U

MOYCBBIACINTCIBHBIX HYTGﬁ, 00JIC3HBIO I[ayHa.

Teoperuyeckasi U MPaKTHYECKAsT 3HAYNMOCTb HCCJIEI0BAHUS

B mporiecce BBIMOMHEHUS TUCCEPTAIMOHHOTO HCCIEAOBaHUS ObUT CO3/aH
pErucTp MepBUYHBIX UMMYHOAe(GUUIUTOB B CTaBpomnosibckoM Kpae. OmnpeneneHue
AMUAEMHUOJIIOTUYECKON KapTUHBI BPOXKICHHBIX WMMYHHBIX HapyIICHUH HMeEeT
3HaueHUE HJisi (POPMUPOBAHUSL TPEJCTABICHUS O PACIPOCTPAHCHHOCTH OSTUX
penkux 3aboneBannii B CTaBpOIMOJBCKOM Kpae, WX BO3PACTHOM W TEHACPHOMN
XapaKTEepUCTUKE, CTPYKType Hozonorudueckux Gopm [MN]], Bo3MOKHOCTIX
MOJICKYJIIPHO-TEHETUIECKOTO TTOATBEPIKIACHUS JUArHO3A.

[lomydyeHHsie B WCCJIENOBAaHUM  JaHHBIE  CBUJETEIBCTBYIOT O
runioguarnoctuke nepBuuHbiXx MJIC B CK M CylIecTBEHHONW OTCpPOUYKE B
MMOCTAHOBKE JHMArHO3a, JOCTUTArONIeH 2,9 Toja, YTo SBISICTCS TEOPETHYCCKOM
0azoil  mnma  co3maHus  OOpa3oBaTENbHBIX  MPOTPamMM,  CHOCOOCTBYIOIIUX
(bOpMHUPOBAHUIO HACTOPOKCHHOCTH B OTHOIICHUHU TIEPBHUYHBIX UMMYHO IS (UITUTOB
C LETBI0 MX PAaHHEW IUArHOCTUKH W MapUIPYTHU3AIMH TAlMCHTOB B OTACIICHUS
UMMYHOJIOTHYECKOTO Mpoduis henepatbHbIX YUPESKICHUN.

[IpeacraBneHHsle B padOTe JaHHBIC CBUACTCIBCTBYIOT O HEIOCTATOYHOM
o0beMe 3aMECTUTEIIbHOW Tepanmuy BHYTPUBCHHBIMH WMMYHOTJIOOYJIMHAMU Y
naimeHToB B peructpe CK (73,9% oT konmuwdecTBa HYXKTAIONMIUXCS) U MOTYT
WCITOJIB30BAThCS IS TUIAHUPOBAHUS JICUCOHBIX MEpPONPHATHH MUHHUCTEPCTBOM

3npaBooxpadeHus CK B OTHOIICHHH 3TOM KaTErOpUH OOJIbHBIX.



Pe3ynbTaThl POBENEHHOTO HCCIEAOBAHUS CBUACTEIBCTBYIOT O TOM, YTO
perpocnekTuBHoe onpenenenne TREC u KREC B cyxux msTHax HEOHaTalbHOTO
CKpUHUHTA  TO3BOJIAET  WJACHTU(UIHUPOBATH  HO30JIOTHUECKHUE  CHUHAPOMBI
ornenbHbIX [IM]] Kak mpUYrHBI paHHENW JETCKOM CMEPTHOCTH.

BrisiBiieHHBIE B XOJI€ MCCIIEIOBAHUS TIPEIBAPUTEIbHBIE TAHHBIE OTKPHIBAIOT
JIOTIOJTHUTENILHBIE BO3MOKHOCTH U1 ucnoib3oBanusd | REC u KREC B kadectBe
JOTIOTHUTENBHBIX (DAKTOPOB HEOJIATOMPHUATHOTO MCX0/1a ¥ OOJBHBIX C TAXKEITBIMU
MHOEKIUSIMA HEOHATaJbHOTO Iepuojia (HEOHATaJbHBIM CENCUC, MEHUHIHUT,
ITHEBMOHUS ), @ TAaK)Ke TIPH HA3HAYCHUHU 3aMECTUTEILHOM Tepaliy BHYTPUBEHHBIMHU
UMMYHOTJIOOYJIMHAMHM Y HEIOHOIICHHBIX JeTeld W TAIMEHTOB C BPOKICHHBIMHU
MOPOKAMH Pa3BUTHSL.

[IpenactaBnenHsle B pabOTe€ CBENCHUS IIO3BOJISIIOT  PEKOMEHIIOBATH
onpenenenre TREC u KREC meTonoM MynbTHIIEKCHOTO aHaiu3a y JeTed C
HACTOPAKMBAIOIIMMH TpPU3HAKaMH B KadecTBe 3(PGEKTUBHOTO M HEIOPOroro
MeToaa T BeIsiBIeHUs nepBUYHBIX MJIC Ha paHHHMX 3Tamax JUarHOCTHYECKOTO
MOKCKA.

PesynbTaTh JUCCEPTAIIMOHHON paboTHI CBUIETEIBCTBYIOT 0
HEOOXOJAMMOCTH JATBHEUIIUX HCCIEJOBAaHUN 10 M3YYCHHIO BPOXKIECHHBIX
MMMYHHBIX HapyleHnii B CK U MOTYT SIBIATBCS TEOPETHUECKON MPEANOCHIIKON
U1l OPMHUPOBAHUST PETHOHANBHBIX M (PelepanbHBIX MPOrpaMM I10 BHEIPEHUIO
CKPUHUHTOBOM JIMATHOCTUKU ITHX TsDKEIbIX 3a00JIEBaHUM W X paHHEW Teparuu C

HCJIbI0 YBCIMUYCHHA BLDKMBACMOCTHU U YIIYUIICHUS KaUC€CTBA JKU3HH 3TUX OOJBHBIX.

MeTon0J10rMsl 1 METOABI MCCICAOBAHUS

JluccepTallMOHHOE UCCIIEIOBAHUE BBITIOIHEHO B IN3alHE PETPOCIIEKTUBHOIO
KOTOPTHOTO MPOJOJIBHOIO 00CEpBAIIMOHHOTO HCCIIEeIOBaHUS U 0030pa ciydaeB C
OPUMEHEHHEM  KJIMHUYECKUX, HHCTPYMEHTAJIbHBIX, MHKPOOHOJOTHYECKHUX,
OMOXUMHUYECKHUX, UMMYHO(EPMEHTHBIX, MOJIEKYJIIPHO-T€HETUYECKHUX u

CTaTUCTUYCCKHNX MCTOOOB.



OOBEKT WCCIeNOBAaHUS — TMAlHUCHTHl C BPOXKICHHBIMH HWMMYHHBIMU
HapYIIEHUSMH, 3aPETUCTPUPOBAHHBIC B PEECTPE TIEPBUYHBIX UMMYHOIC(PHUITUTOB B
CTaBponoJbCKOM Kpae M HaxXOAMBIIMECA HA JUCIAHCEPHOM YYETEe Yy ajuieproyora-
MMMYHOJIOTa B KOHCYJIbTATUBHOW TOJINKJIMHUKE KPAacBOM JETCKOM KIMHUYECKOU
oonpHubl (I'BY3 CK «K/JKb»), KpaeBoM KIMHUYECKOM KOHCYJIbTaTUBHO-
nuarHoctudeckoM  neHtpe (AHMO  «CKKKILl»), ropoackoi — JaeTCKoM
kmuandeckord  OonpHHIe wM. [.K. ®wmmmnckoro (I'BY3 CK  «I'JIKb»);
HOBOPOJKJICHHBIE JIETH C MO3JHUM HEOHATAJIbHBIM CEIICUCOM, POXICHHBIE B
CTtaBponosibcKOM KpaeBoM KIMHUUYEeCKOM TepuHataibHoM 1ieHTpe Nel (I'bBY3 CK
«CKKIIL[ Nel»), a Taxke ymepmue AeTH ¢ (araabHBIMH WHQCKIHSIMH,
nonyyaBme Jsedenne B [BY3 CK «KIKbB», KpaeBoil KIMHUYECKOU
uHpexuronnot 6onpHuULe (I'BY3 CK « KCKUBY).

[IpenMer uccienoBaHUs: SMUIEMUOJIOTMYECKUE MTOKA3ATENN Y MAallUEHTOB C
BPOXKJICHHBIMU ~MMMYHHBIMH ~ HapylIeHUSIMA  (MHUEHJEHTHOCTh, T'€HJEPHO-
BO3pPACTHOM COCTaB, 3THUYECKAas IMPUHAJICKHOCTh, CTPYKTypa HO30JOTMYECKHX
dbopm, 00beM Tepamuu, CMEPTHOCTH); DKCUHU3HUOHHBIC KOJbIA pPEeapaHKUPOBKU
reHoB T- ¥ B-KJIETOYHBIX pELENnTOPOB B CYyXHX MSTHaX KPOBU HEOHATAJIHLHOIO
CKpUHUHTA y yMepumux JAeTedl ¢ (daranbHbIMU HHQEKIUIMH Uy JETe C
HaCTOpaXMBAOIIMMHU Npu3Hakamu nepBuuHbix MJIC Ha 3Tane nuarHoCcTUYecKoro
MOMCKA.

JuzaliH wuccienoBaHus OJOOPEH JIOKAIbHBIM ATHYECKUM KOMHUTETOM
®I'bOY BO CtI'MY MunsapaBa Poccuu (npotokon Ne 61 ot 18.01.2017 r.).
KJIMHUKO-UHCTpYMEHTAIBHOE U JJa00OPAaTOPHOE UCCIIEI0OBAHUS IETEH BBIMOIHAIOCH
Ha Oa3ze I'BY3 CK «KJIKb», AHMO «CKKKAL», I'bBY3 CK «I'JIKb»
(CraBpomnons), ®I'bY «HMUL[ AT'OU um. Amutpus PoraueBa» MuH3apasa
Poccuu, PJIKb ®I'bBOY BO PHUMY wum. H.W. ITuporoBa Munzapasa Poccun,
OI'BY «'HL UucTuTyT nMmyHonorun» @MBA Poccun (Mocksa).

MynbrumiekcHsiii ananu3 TREC u KREC BeinmonHsiics Ha 6a3ze KIMHUKO-
nuarHoctuueckoi adoparopun I'bY3 «II'Kb Ne9 um. I'.H. Cnepanckoro [I3M»

(Bpau T'opaykoBa M.A.) m B naboparopuu MoJieKyjsipHoit Ouonorun OI'BY
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«HMHUILL AT'OU um. Imutpus PoraueBa» MunsnpaBa Poccuu (3aB. OTaeineHUEM,

K.M.H. Paiikuna E.B.).

IMos10:keHUs qUCCEPTAIUM, BBIHOCHMbIE HA 3aII[UTY

1. MuHnuManbeHas pacrnpoCTpaHEHHOCTh MEPBUYHBIX UMMYHOAC(PUIIMTOB B
CraBpononbckom kpae cocrasmsier 3,1:100 000 Hacenenusi. B peructpe
nepBuuHbIX UMMyHOAepuIMTOB CK mpeobnanaoT nedeKkTsl TyMOpanibHOTO 3BEHA
(44,3%), BTOpOE MECTO 3aHUMAIOT KOMOMHHMPOBAaHHbIE UMMYHHbIE HapyIICHUS C
CUHApOMaibHbIMH mposiBaeHusiMA (15,9%), Tpetbe — nedextsl (aronurosza
(10,2%).

2. ndexnuonnbie 3a001eBanus pa3BuBaoTcs y 73,9% mamuenton ¢ I[THU/],
CUMIITOMBI UMMYHHOU nucperyisiiuu — y 18,1%, oHkosiorudeckue 3a00aeBaHus —
y 4,5%; HacimencTBeHHBIM aHTHOOTEK auarHoctupyercs y 8%. 3anepkka B
noctanoBke auartosa I[T1J] cocrapmser 2,9 (0; 51) rona.

3.V 11,6% ymepmmx pgetet ¢ ¢aTadbHBIMH HHPEKIUSAMU TPH
PETPOCIEKTUBHOM HCCIIEIOBAHUM  OIPEICTSAIOTCA MOJIEKYJISIPHO-TEHETUYECKUE
npu3Hakun BpoxkIeHHbIX MJIC, dro moaTrBepxkaaeTrcs KIMHUYECKUMU U
naToMOpP(}OTOTHIECKUMU JaHHBIMH.

4. Omnpenenenne TREC u KREC meTomom MyNbTHIUIEKCHOTO aHAIM3a y
JeTel C HACTOPAKWBAIOIIMMH TPU3HAKAMH TIEPBUYHBIX HMMYHOIS()UIINTOB
aBysgeTcsi 3PHEKTUBHBIM METOJIOM U PEKOMEHJIYEeTCS JJIS BBISIBJICHUS MEPBUYHBIX

N/IC Ha paHHUX 3Tanax IMArHOCTUYECKOTO MTOUCKA.

CreneHb 10CTOBEPHOCTH

Jl0CTOBEpHOCTH pE3yNbTaTOB JUCCEPTAIMOHHOTO UCCIICTOBAHMUS
000CHOBaHa IIPUMCHCHHUCM IIPUHIUIIOB, TEXHOJIOTUN U METOA0B I[OKaSaTeHBHOﬁ
MCIUIHWHBI, JOCTAaTOYHbBIM 00bEMOM H PEIPC3CHTATUBHOCTBIO H3y‘-I€HHOfI
BBI60pKI/I MNanquCHTOB, HWCIIOJIL30BAHHUEM PCTIIAMCHTHPOBAHHBIX KIMHHUYCCKHX,
J'Ia60paTOpHBIX, MOJICKYJIAPHO-TCHCTUYCCKUX MCTOJOB M aACKBATHBIX MCETOIOB

CTaTUCTUYECKON 00paOOTKU MOITYYEHHBIX JAHHbBIX.
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[IpencraBiieHHbIE B JUCCEPTAMOHHOM HCCIIEAOBAHUU JAHHBIE COTIACYIOTCS
C pe3yJdbTaTaMu MPOBEJCHHBIX paHEE WCCIEAOBaHUN, OIMYyOJIMKOBAHHBIX B
OTEUYECTBEHHOM U 3apyOeKHON HAyIHOU JIUTepaType.

BpiBOOBI W mNpakTHYECKHE PEKOMEHJALIHMM XOPOIIO apryMEHTUPOBAHBI,
chOpMyIMPOBaHbl KOPPEKTHO M JIOTHYECKHM BBITEKAIOT M3  PE3yJIbTaToOB

AUCCCPTATNOHHOI'O UCCICIOBAHMNA.

AnpoOauus padorbl. OCHOBHBIE MOJIOKEHUS AUCCEPTALMU TOJO0KEHBI Ha:
CeBepo-KaBka3ckoil Hay4HO-IPAKTHUYECKOW KOH(EPEHLIHH C MEXTYHAPOIHBIM
yuyactueM «l/IHHOBallMOHHBIE TEXHOJOTUH B MEAMIMHE JIETCKOro BO3pacra
CeBepo-Kaka3ckoro benepanbHOTO OKpyTa» (CraBpomoib, 2018),
MEXKJYHAPOJHOW  HAay4YHO-TIpaKTUUeCckoil  KoH(pepeHmuu  «MeaunuHa U
dbapmMakoioTusi: COBPEMEHHBIM B3IJIAJl HAa HM3YYEHHE aKTyallbHBIX MPOOIeM»
(Actpaxanb, 2018), 18th Biennial Meeting of the European Society for
Immunodeficiencies (ESID) (Lisbon, 2018), wmexpernoHanbHOH HaydHO-
MPaKTUYECKOM  KOH(EepeHIMH  MeAuaTpoB, HEOHATAJIOTOB M JETCKUX
pPEaHUMATOJIOTOB «AKTYyaJIbHbIE€ BOIPOCHI MEIUATPUU, HEOHATAJIOTMU U JIETCKOU
peanumarosiorun» (CraBpomnosib, 2019), 3acemanusix kadeapbl UMMYHOJIOTHH C
kypcom JIIIO, xadenpsl nerckux HMHPEKIUOHHBIX OO0JIE3HEH, KIMHUYECKOU
dbapmaxosiorun ®I'BOY BO «CraBponofibckuii rocy1apCTBEHHbI MEIUIIMHCKUN
yauBepcute™ (2020 r.).

Iyonmukanuu mno teme auccepranmu. [lo marepmanam aucceprauuu
omyOnukoBaHo 13 paboT, 5 W3 HUX ONMyOJIMKOBaHbI B KypHajiaxX, BXOIAIIUX B

nepeuenb BAK MunncrepctBa o0pa3oBanus u Hayku Poccuiickoit denepanuu.

IIpakTHyeckoe HCI0JIb30BaHUEe pe3yJbTaToOB HCcCeI0BaHMA.
PesynbTaTel paboThl BHEIPEHBI B MPAKTUKY JiedeOHOU paboThl oTaeneHuit ['bY3
CK «KpaeBas nerckas knuHuueckas 6ompHuiay, 'bY3 CK «lopoackas nerckas

kiauangeckast oonpauma um. I'.K. ®umunmckoroy» (CtaBpoross).
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Pe3ynpTaThl auCCEpPTAlMOHHOIO MCCIEAO0BAHMS BKIIOYEHBI B JIEKIIMOHHBII
Kypc 00pa3oBaTelIbHON MNPOrpaMMBbl TMOATOTOBKH KaJpPOB ITMKJIOB IOBBIIICHUS
KBaM(pUKAMU ¥ NpOo(EeCcCUOHATBPHOW NEPENnoArOTOBKM 10 CIENUAIbHOCTAM
«Amnepronorus-ummynosorus» IO ®I'BOY BO  «CraBpononbCckuid
rOCy/lapCTBEHHbI MEIUUIUHCKUN  YHUBEpPCUTET». Pe3ynabTaThl HACTOSILIETO
UCCIJIEJOBaHMsI UCMOJb3YIOTCS B yueOHOM Ipolrecce Ha Kadeape UMMYHOJIOTHH C
kypcom JIIO, B JNEKUMOHHBIX Kypcax W Ha MPAKTUYECKUX 3aHATHUIX CO

CTYACHTaMM IICAUATPUICCKOTI'O U J1Ie4eOHOTO (l)aKYJIBTeTOB.

Crpykrypa M o0bem auccepraumu. Jluccepramus wusznoxeHa Ha 154
CTpaHMIIAX KOMITBIOTEPHOTO TEKCTa, COCTOMT U3 BBEIEHHUS, 0030pa JUTEPaTypHI,
MaTepUaioB U METOJIOB MCCIIEAOBaHUs, PE3yJIbTATOB COOCTBEHHBIX HAOIIOACHUN —
AMUIEMHUOIIOTHYECKOMN XapaKTEePUCTUKHU MalueHTOB c MIEPBUYHBIMU
UMMYHOJCPUIIMTAMU U HAPYIIEHUSIMH HWMMYHHON peryjsiuu, pe3yibTaToB
mynbeTuIviekcHoro ananmza TREC w KREC y ymepmux nereit m gereu c
HacTopakuBaromumu npusHakamu UJIC, oO6CykaeHust moy4eHHbIX pe3yIbTaTOB;
BBIBOJIOB, MIPAKTUYECKUX peKOoMeHAaIui u oudnuorpaduyeckoro crnucka. Pabora
wuirocTpupoBana 15 tabnumamu, 17 pucynkamu. CHHCOK JIUTEPATypPhl COACPKUT
234 uCTOYHUKA, B TOM YMCJIE€ OT€YECTBEHHBIX — 65, UHOCTpaHHBIX — 169.

PabGora BeimonHeHa Ha kadenpe wummyHonorun ¢ kypcom JIIO B
cootrBeTcTBUM ¢ maHoM HUP ®T'BOY BO «CraBponoJibckuil rocyaapCTBEHHbIN
MEIMLIMHCKUM yHUBEpCUTET» MMHUCTEPCTBA 3apaBooXpaHeHus Poccuiickon
@enepauuu  (HoMep  rocydapcTBeHHoW — peructpauuun —  AAAA-Al17-
117041910082-6) u kadenpe KIMHUYECKOH HMMMYHOJIOTHH W a/UICPrOJIOTHH
(benepaibHOrO roCyJJapCTBEHHOTO aBTOHOMHOTO 00pa30BaTEIbHOTO YUPEKICHUS
BbIcIIeT0 oOpa3zoBanus «llepBbiit MOCKOBCKHIT TOCYIapCTBEHHBIN MEAUITMHCKUAN
yHuBepcuteT umeHn WM.M. CeueHoBa» MuHuctepcTBa 3ApaBOOXPaHEHUS

Poccuiickon ®@enepanum.
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TI'JIABA 1. OB30P JIMTEPATYPBI. BPOXJIEHHBIE OLINBKHA
NMMYHHUTETA: AKTYAJIBHBIE NNPOBJIEMbI TUATHOCTUKHU U
MOHUTOPHUHTI A

1.1. OnbIT cO31aHHUSA PErMCTPOB MEPBUYHBIX UMMMYHOAE(PUIUTOB U
BPOKICHHBIX MMMYHOPETrYJSATOPHBIX PACCTPOICTB B MHpe

[Teppuunsie ummyHoneduiutel (IIMJI) mnpenacraBnsior cobod  TpyImy
HACJICAICTBEHHBIX TETEPOTCHHBIX 3a00JIeBaHWM, BBI3BAHHBIX MOHOTCHHBIMHU
UMMYHHBIMH JIe(peKTaMu, KOTOpbIE MPEApacoaratoT K pa3BUTHUIO Y MAIMEHTOB
CEphE3HBIX HMHOEKIUNA, a TakKe HEHH(PEKIIMOHHBIX IPOIIECCOB, CBS3aHHBIX C
HapylieHUEeM HUMMYHHOW  perymsiiuu, —  jJauMdonponudepaTuBHbIX U
ayTouMMyHHBIX [129, 125, 140, 168, 211, 167, 174]. Yucino HacIeICTBEHHBIX
3a00JIeBaHUH U CIIEKTP KJIMHUYECKUX MPOSBICHUMN MTEPBUUHBIX UMMYHOAE(DUITUTOB
¢ kaxapiM rogom ypenuuuBaroTcs [108]. Hdetu ¢ IIM]] oOblyHO MMEIOT IIOXOE
KaueCTBO >KU3HM, a MHOTHE M3 HMX YMHpAKOT B miaaeHdectBe [179]. Pannss
JIMATHOCTUKA U CBOEBPEMEHHOE JICYEHNE CYNIECTBEHHO YJIYUIIAOT IporHo3 [177].
[Tammenter ¢ TIM]J] 0OBIMHO HYXIAIOTCA B MEKIUCIUIIMHAPHON IMOMOIIM B
BBICOKOCTICITUATU3UPOBAHHBIX OTMEJICHUSIX MHOTONPO(PUIBHBIX OOJIBHUI] WU
yauBepcutetckux kauHuk (UTH B EBpomne) [167].

CeromHst W3BECTHO, KaKk MHHUMYM, 354 HaclneiACTBEHHBIX JAe(eKTa,
BIIMSIIONIMX HA KOJUYECTBEHHBbIE W/WIM (PYHKIMOHAJIBHBIC XapPAKTEPUCTUKU TEX
WJIM WHBIX KOMIIOHEHTOB MMMYHHOU cuctemsl [129]. Pacnpoctpanennocts TN/,
1o o0IIMM oOlleHKaM, kKojieoercs ot 1,5 na 100000 mo 8:100000 [206, 228, 113].
HecMotpst Ha 1O, yTo OosbimHCTBO IIM][ siBNsitoTCS peAkuMu 3a00JIeBaHUSIMU
(mopaxkaronumu  <1:2000 yenmoBek), UX MEIMUIMHCKOE M  COLHAJIBHO-
SKOHOMHYECKOEe OpeMs oueHb Benuko [56, 143, 102, 204]. [lo Hacrosiiero
BPEMEHHU CICIMAIMCTAM W3 Pa3HBIX 00JIaCTe MEIWIIMHBI HE XBaTaeT 3HAHUM,
kacaromuxca [TN]/]. OrcpoueHHass IMAarHOCTUKA W JIEYEHUE PACpPOCTPAHEHBI BO

BCEM MHPE, YTO OMPEACINISICT BHICOKYIO JIETAIbBHOCTh Yy ATON KaTeropuu OOJIBHBIX

[179, 168, 228].
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OgHuM U3 ONTUMAJBHBIX CIOCOOOB I OOBEKTUBHOTO HAKOILICHUS
uHpopmaruu 1mo ophaHHBIM 3a00JICBAaHUSAM SBISETCS CO3AaHME HAIMMOHATBHBIX
perucTpoB otaenabHbIX cTpaH [133] u konTuHeHTOB. Peructp nmanuentor ITN]] —
9TO IEHTpaJIM30BaHHAs cuUcTeMa cOopa wuHMOpMaruu O OOJNBHBIX C
OTIPEJICTICHHBIMU HO30JIOTHSIMU C PErHCTpaledl JaHHBIX 00 HUX KIMHUYECKOM
COCTOSIHUM, JIa0OpAaTOpHOM  OOCIEOBaHUM, BepUPUKALUKA TEHETHUYECKOTO
nuarHosa, oobeme tepanuu [16]. Peectpel nanuentos [11]] nmeroT uype3BhIuaiftHO
BAKHOE 3HAYECHHE [JI1 NPAKTUYECKOro 31apaBooXpaHeHHs. OHM IO3BOJISIIOT
JIOCTUYL ONTUMAJIBHOTO pa3Mepa BBIOOPKM [JIsi DMUACMHUOJIOTUYECKUX U
KIMHUYECKUX uccienoBannii [207], yJdy4ymiuTh NOHUMAHUE I[IATOTCHE3a W
KJIIMHAYECKUX OCOOCHHOCTEHM ASTHUX OYEHb CIOXKHBIX 3a00JeBaHUN, OOECIEYUTH
PAHHIOIO IMarHOCTUKY U JIEYEHHE, CYIIECTBEHHO U3MEHUTH ITPOrHo3 [179, 228].

Ha ocHOBaHMM MHOTOJIETHUX MCCJIEAOBAHUM KJIMHUYECKOTO COOOIIECTBa, a
Tak)ke OECIEHHBIX JAaHHBIX PErMOHAJBHBIX, HAIMOHAIBHBIX M MEXIyHapOIHBIX
PETUCTPOB MPEIararoTCsA KJ1accuuKanuu A, paszpabarbiBatOTCA
pPEeKOMEHJAIMU 10 WX JUArHOCTUKE W JieueHuto [141]. Dty 3agady B3sia Ha cebs
rpynna skcneptoB EBponeiickoro obmecrsa ummynoaepuuuton (ESID), kotopas
PEKOMEHyeT KIMHMYECKUE U JlabopaTtopHbie Kputepun auarHoctuku [T [21,
133]. ITo mMepe pacmiUpeHHs 3HAHHA O MOJEKYJISPHO-TCHETHYECKHX OCHOBAxX
OTJICJIbHBIX HO30JIOTMM PEKOMEHJAIMU OOHOBJISIIOTCS U SBJISIOTCS BaKHEUIINM
WHCTPYMEHTOM [JI1 KIMHUYECKHMX HKMMYHOJIOTOB M NPAKTUKYIOIIMX Bpayen
pa3HbIX ceunanbHocten [17, 129].

CymectByromasi cerofgusi knaccudukanuss [IN]] Beimenser 9 OCHOBHBIX
rpynn  3a0oJjieBaHMiA: Je(EKThl KIETOYHOTO ¥ TyMOPAJIbHOTO WMMYHUTETA,
koMOuHupoBaHHbie [11]], accounnpoBaHHble ¢ CHHAPOMAIBLHBIMU MPOSIBICHUSIMU,
MPEUMYIIECTBEHHO TyMopanbHbie nedextsl, [IN]] ¢ uMMyHHOW nucperymsiue,
KOJIMYECTBEHHBIC W KadeCTBEHHBbIE Ne(eKThl (HaromuToB, AehEKThl BPOKIECHHOTO
WMMYHHUTETA,  ayTOBOCHAJIUTENbHbIC  3a00jeBaHusl,  JePEKThl  CHUCTEMBI

koMmrieMenTa, ¢geHokornuu [1M]], BhI3BaHHBIE COMAaTUYECKMMH MyTarusmu [17,

129].
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Peectp EBpomneiickoro obmiectBa ummynoaeduiuroB (ESID) B nacrosimiee
BpeMs coniepkuT nHpopmaruto 6osee, yeM o 28 000 marueHToB ¢ BPOKICHHBIMHU
nedexramu ummynuteta (IEI) [207, 21]. O6s3aTenbHbIM yCIIOBUEM BKIIIOUEHUS
naimenta B peectp ESID sBnsercs IEI, ompenensiemslii nedekTom TeHa,
BKJIIIOYEHHOTO B  Kijaccudukanuio  Oone3Hedd  MexayHapogHOTO  COro3a
UMMYHOJIOTHYECKUX OOIIECTB, WA MPOBEPAEMbIA C MPUMEHEHUEM KIMHUYECKUX
kputepueB [207]. Ilockonbky Ooiibliiee YHCIO MAIlMEHTOB, BKJIIOYas OOJBHBIX C
oOuuM  BapuabenbHbiM  uMMyHOneduuutom  (CVID),  ocratorca  0e3
T€HETUYECKOr0 JUarHo3a, KOHCEHCYC B OTHOLIEHUH KIIMHUYECKOW KIIacCHU(PUKALUU
ATHUX IAIUEHTOB SABJISIETCS 00s13aTenbHBIM [207].

[Tocnennue MOCTHXKEHHSI B 00JIACTH MOJIEKYJISIPHO-TEHETUYECKUX METOOB
IIPUBEIIN K YJIY4YIICHUIO paHHeW nuarHoctuku [IW/], B ToM yucie npeHaTaabHOM,
WHJVBUAYAJN3allMd  TEPAleBTUYECKUX METOJIOB, CHIDKCHHUIO  IIOKa3aTelieu
3a00JIeBAEMOCTH M CMEPTHOCTH, a TAKXKE YJIYUIICHUIO OTJAJICHHBIX UCXOJO0B [83,
84, 108]. Cnenyer OTMETHTH, YTO MHOTHE W3 HOBBIX T'€HETHYECCKHX IC(PCKTOB
MPEACTABIEHbl AyTOCOMHO-peneccuBHbIMU Bapuantamu [IM]] B peructpax crpan
bmmxuero Boctoka, rae pacnpocTpaHeHbl OJIM3KOPOJCTBEHHbIE Opaku [72, 81].
®opmupoBanue peructpoB IIMJ] oxa3ano 3HauMTENBHOE BIMSHUE HAa HAaIlle
nonumanue mnarorenesa [IU]/], a taxxke dyHKIMM UMMyHHOU cucTembl [72, 81,
178, 228].

Pacnpoctpanennoctes IIMJ] B Mupe sBIseTCS OJHUM W3 KIIOYEBBIX
AMUAEMHUOJIOTHUECKUX TMOKa3aTeslel, MO3BOISIOMUX (POPMUPOBATH ONTUMAIIBHYIO
MOJIMTUKY OOILECTBEHHOTO 3/IpaBOOXPAHEHUS B OTHOLICHUM WX JICYEHUS U
PO HIIAaKTUKY HA TOCYJJAPCTBEHHOM U MEXIyHapoaHOM ypoBHsX [167, 178, 110].
C nmnoMomipbl0 pErucTpoB yAaeTcss IMOKa3aThb pPa3jivuus DJTHUYECKOW H
reorpadudeckoii pacnpoctpanenHoctu [INJ] [228, 113], moayuuTs HaHHBIE O
KIIMHAYECKUX 0OCOOEHHOCTSIX, 3a/IePKKE TUArHOCTUKH U BapuaHTax jiedenus [110].

Ha ocHOBe HanMOHAIBHBIX WJIM  KOHTUHEHTAJIBHBIX  PETUCTPOB
npeanoiiaraeMas MUHUMallbHasi pacrpoctpaneHHocts 1IN/ Bapsupyet ot 1,5 g0

18,8 Ha 100 000 xuteneit [209, 133, 167]. OgqHako 3MUAEMHOJIOTHYECKHE JaHHBIC
16



CKYIHbl M 3aTPyJHEHbl H3-32 HEJOCTATOYHOM OCBEIOMJIEHHOCTH, IIJIOXOU
JUATHOCTUKHM W  OTCYTCTBHUS KOOPAWHAIIMM MEXKIYy PETHOHAIBHBIMH U
dbenepaibHBIMU ~ MEIUIIMHCKUMHU IIeHTpaMHu. HemocraTouHas OTYETHOCTh B
peructpax EBpomeickux CTpaH SBISETCS YacThIM SIBICHHEM W TIPUBOJIUT K
HEJIOOILIEHKE PacHpOCTPaHEHHOCTH AITHX Cepbe3HbIX 3abosieBanuii [167]. Hamu
ocyuiecTBiieH aHanu3 peectpoB IIM]] psaa EBporienckux, ceBepOaMEpPUKAHCKUX,
a3MaTCKUX CTpaH, a Takxe crpad Adpuku u bmmkuaero Boctoka.

N3 117 mamuenrtos ¢ [1M/], nabmrogaBmmxcs B I OHKOHre B TeueHue 15 mer
(1988-2003 rr.), mManMEHTOB MYXKCKOro Tmoja Obuio 72, jkeHckoro — 45
(coornomenne 1,6:1) [177]. BepudumupoBansr 6 kareropwii [T -
PEeUMYIIECCTBEHHO ryMopaibHbie (43%), mpenMyiecTBeHHO KieTtounbie (19%),
KOMOVWHUpPOBAHHBIC KJIETOYHBIE W TymopaibHble (4%), darouurtapusie (15%),
pacctpoiictBa komiuiemMeHTa (3%) u npyrue (15%). ABTOpsI OTMEUAIOT MEHbIIIEE
koiuuectBo ciiyqaeB TKWJ (SCID) nmo cpaBHEHUIO ¢ APYTUMH PETUCTPaMH, 4YTO
MOXET OBITh CBA3aHO C MAaJieHbKUM pa3MepoOM BBIOOPKH, a TakKke
TUIIOJAMArHOCTUKOM B CBSI3U C pAHHEN CMEPTHIO IETEM.

B cnekTpe conmyTcTBYIONIEH MAaToI0TuU Npeodianand HHGEKIUU, OAHAKO Y
7 (6%) nerelt pa3BUINCh AyTOMMMYHHBIC 3a00J1€BaHMS, B TOM YUCJIE FOBEHUJIbHBIN
UJMOMATUYECKU  apTput (2), HMHCYIMHO3aBUCHUMBIN caxapHbii auabder (1),
ayTOUMMYHHBIN renatut (1), remonuTudeckas aHemwusi/TpomoOoruToneHus (1),
oone3np bexdera (1). Amneprudeckue 3a0oyieBaHUs, TpPeOYIOIMIUE JICUCHMS,
nuarHoctupoBanbl y 23 (20%) O0ibHBIX, MOJOBUHA U3 KOTOPHIX MMeNa JePUIUT
nonkinaccoB 1gG. B-xmerounas nmumdoma pa3Buiach y Tpex MHAIEHTOB, B TOM
yucie mpu cuHapomax Buckorra-Onapuya, Jlyu-bap, o6mem BapuabGenbHOM
uMMmyHo euiute. CpeaHuil Bo3pacT MOCTAHOBKU JMArHo3a y MalueHTOB ¢ X-
CIIETUICHHOW arammarjoOynmuHemuedr coctaBun 5,8 toma, XI'b — 1,2 rona.
TpancmianTanys KOCTHOTO MO3Ta WJIM T€MOIOATHYECKUX KIETOK BBIMOJHEHA B
16,2% cnydaeB. B teuenue nepuoaa Hadbmoaenus ymepio 13 (11,1%) manueHTos,
IECTh JEeTeN — B pe3ysibTare aTaabHbIX HHPEKINA, OJUH — BCICACTBUE TSKEION

OpOHXO0J’KTAaTUUECKON OOJIe3HU, YETBEPO — U3-3a OCJIOKHEHMM, CBSI3aHHBIX C
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TPAHCIUIAHTAIIMENd KOCTHOTO MO3ra, B TOM YHCIIE€ CENCHUCAa U MHTEPCTUIUATIBLHOIO
MMHEBMOHUTA, OJUH — B UCXOJI€ PEAKIIUU «TPAHCIUIAHTAT IPOTUB XO3SIMHA», OJIUH —
B pesynbrare jumdonponudepanuu, odycioBieHHo EBV- undexuwmeit [177].

B o0630pe H. Zeng ¢ coaBropamu (2013 r.) npeacraBiaeHsl pe3yiabTaThl 12-
aetHero HaOmoaeHus (1999-2012 rr.) 3a 138 6onsabiMu [TU]] 13 FOxHoro Kuras
(113 mamueHTOB MYXKCKOTO Tmoisa, 25 — skeHckoro) [179]. Cpennuii Bo3pacT Ha
MOMEHT ITOCTaHOBKHM auarxHosa coctaBwi 10 mec. (auamazon ot 2 1o 159 mec.).
HaubGonee wyacTteiMu B peructpe ObUIM KOMOMHUPOBAHHBIA HWMMYHOACHHUIIUT
(32,6%) u HemoctaTouHocTh aHTUTENn (40%). Pexxe BcTpedanuch UMMYHHas
nucperynanus (10,9%), nedekts parouutupyromux kierok (11,6%), runep-1gE-
cunapom (5,1%). 3aboneBanue B cpelHeM JI€OIOTHPOBAJIO MOCTIE 5 MECAIICB KU3HU
(B cpoku ot 2 mHedt g0 119 wmec.). HeOmarompusaTHBIH ceMEHHBI aHaMHE3
npocnexuBaics B 14,5% caywdaeB. B crpykType 3aboneBaHuii 'y nerei
PErUCTPUPOBAINCH peruauBupytomue uHpekuu (84%), B TOM 4ucle BEPXHUX
(84%) m amwxHUX (68,8%) ABIXaTenbHBIX MyTeH, muapes (45,6%), aptpur (5%),
ocnoxkHenne mnocie BakuuHammu BIDK (3,6%) [179]. V 31,9% nereit npu
OOBEKTUBHOM O0OCJI€IOBaHUU OTMEUYaiach Chillb, y 36,2% — alciecchl KOXHU, Y
28,9% — xanaguno3, y 30,4% — mumdanenonatus, y 33,3% — rematoMmeranus, y
23,2% — cmnenomeranus. B 39,1% cnywaeB BepudunupoBaHbl WHOEKIUH,
oOycnosnennble Candida Albicans, Klebsiella pneumoniae, 3010THCTBIM
craduiaokokkoM, aneHoBupycom [IMB, BIII. MounekynsapHo-TeHeTHUYECKOE
MCCIIEIOBAHNUE BBIMOIHEHO Y 39,1% manueHToB, aHOMaIbHBIA I'€H YCTAHOBJIEH B
17,4% cnydaeB, uaeHTU(GUIMPOBAHBI 4 HOBBIE MyTalMH. JleTanbHBIM HCXO.
Hactynmi y 22 (15,2%) mareHToB, B TOM YHCIE C TSHKEITBIM KOMOMHUPOBAHHBIM
NJIC (11), X-cueruieHHOW aramMmarioOynuHeMuei (2), CelIeKTUBHBIM JC(PHUIIUTOM
IgA (1), BpoxaeHueiM jgedexkrom  daroruTupyrommx  kietok (1),
ayTOBOCHAIUTEIbHBIM 3a00s1eBanreM (1). B kauecTBe mpuuuH CMEPTH OTMEYAIHCh
aeroyHoe kposoteuenue (1), cerncuc (1), pecnupatopHblii JUCTpecC-CUHAPOM (4),
JABC (2), nonnoprannas HegoctaTouHocTh (8). Eme 5 pereit ¢ TKUJ ymepnu

BCJICACTBUC NIPCKpalllCHUA JICUCHH. HpI/I CTaTUCTUYCCKOM aHAJIMU3C Yy MMallMCHTOB
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¢ TKUJI nmo cpaBuenuto ¢ XLA BwisBieH Oonee panauii nedrort (1,6 u 40,6 mec.,
p<0,05), BeICOKHE MTOKa3aTeau cMepTHocTH (35,5 u 5,5%, p<0,05).
ONuIeMUOJIOTHYECKOe HUCCieloBaHne, mnpoBeaeHHoe B Kopee, BKIIOYMIIO
152 marmmmenTa ¢ I[IU]] B Bo3pacte m0 19 net, KoTopble HAOMIOAAINCH B TIEPHO C
2001 mo 2005 rr. [168]. U3 uucna 3aperucTpUpOBaHHBIX MalMeHTOB ObuTO 119
MaJb4YMKOB, MPU ITOM COOTHOIICHHUE JIUIl MY>KCKOTO M KEHCKOTO TM0JIa JOCTUTajio
3,6:1. lonst rymopanbHbix uMMyHoAepuiutoB B peructpe [TN/] cocraBumna 53,3%,
KOMOMHUPOBaHHBIX UMMyHoOAehunuToB — 13,2%, T-kmerounsix UJIC — 4,6%,
¢darouutapubeix — 28,9%. B crpykrype rymopansHbix MJIC nuarHocTupoBaiuch
BpoxkaeHHas arammarinoOynudemus (13,8%), OBUH (10,5%), X-cuemnsieHHas
arammarnooynuHemust (9,9%), cenextuBHbli aepuiut IgA (13,8%), aedunut
nojkinaccoB 1gG (2,6%), TpaH3uTOpHAs MilaJcHUYECKas THIIOraMMariioOyIMHeMUs
(2,0%), ne coemiaeHHbI ¢ X-xpomocomoii rTunep-lgM-curapom (0,7%).
daronuTapHble  pacCTpoWcTBa  ObUIM  MPEJACTaBIEHBI  MPEUMYIIECTBEHHO
XPOHUYECKOM rpaHyjeMaTo3HoM Oose3Hblo. Bee meduuuthl T-KI€TOYHOTO 3BEHA
UMMYHUTETa OTHOCUIIUCH K cuHapomy Ju/lxopmxu. B coctaB KOMOMHUPOBaHHBIX
NIC Bomum SCID (2,6%), cuaapom Buckorra-Onapuua (3,9%), runep-IgE-
cuaapom (3,2%), X-cuemnenusli runep-lgM-cunapom  (2,6%). IlepBbiM
nposiienreM UJIC gamie Obina mueBmoHus. [lpu neduiure antuten MHPEKIUN
JBIXaTENbHBIX IyTEH peanmm3oBanuch y 53,1% mnanumeHToB, THOWHBIE CpEIHUE
otutbl —y 11,1%. V 11,5% nanuenToB pa3Buiach OpOHXOIKTaTUUYECKast OOJIC3Hb.
[Tpu HemoctarouHocTH T-TUMQONKUTOB MEPBHIM KIMHUYECKUM CUMIITOMOM YaIllle
aBysuCch cynoporu (71,4%), npu nedekrax (aromuTapHOro 3BE€HA — T'HOMHBIN
mumbanenut (27,3%), nepuananbHb adcuecc (22,7%), naeBmonus (15,9%).
OtcTaBaHue B PU3NYECKOM Pa3BUTUU U HUZKUH POCT UMENIH MecTo y 9,8% nereit.
Jlumdpoma pazsunace y 4,3% nereil, ayroummyHHbIe 3a0oneBanus — y 3,0%. Y
66,6% nereit ¢ cungpomoMm Buckorra-Ongpuya mpoiecc AUarHoCTHpoBaH A0 1
rofa, HapsAAy C KIACCHUECKOW TpHamol (9K3eMa, TPOMOOIIMTOIICHHUS, BBICOKAsS
BOCIIPUUMYHBOCTh K WH(MEKINN), Y TTAIIMEHTOB PAa3BUBAIUCH TsDKEJAs THEBMOHUS,

MH(MEeKIUMU KoM, THOWHBIA suMmdanenutr. Y 80% mnaunumentoB c¢ rumnep-IgE
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CHUHIPOMOM (OPMHUPOBAJIOCH MHEBMOILIENE. TpaHCIIaHTAIMSI TE€MOIMOATHUYECKUX
CTBOJIOBBIX KJIETOK ObLIa MPOBEACHA y 3 MALMEHTOB, B TOM YHCIE y ABYX — C
cunapoM Buckorra-Ongpuya, y omHoro — ¢ X-cuemieHHbiM SCID; 41,4%
MalMeHTOB B  KayecTBe Oa3MCHOM Tepanmuu TMOJdydald BHYTPHUBCHHbBIC
UMMYHOTJIOOYJIMHBI. [TpodunakTuueckas aHTUOAKTEpHUATIbHAS Tepanus
Ha3Hayajach NamueHTaM ¢ jaeuiuToM T-KIETOYHOrOo 3BE€HA HMMYHHUTETa U
daronuTapHEIMU HapyIICHUSIMH. Jleuenue npenapaTaMu Iy u
MPOTUBOTPUOKOBBIMU cpeicTBaMu — nareHTam ¢ XI'b. 3a mepuoa HabmoaeHus
ymepio 9,8% nereit, 5,2% — ot mHeBMoHuHu, 2,6% — ot cemncuca, 2,0% — ot
kpoBoTeueHnil. Criektp [1M]] Obul MOX0K HAa CHEKTP UMMYHOJAE(PUIIMTOB APYTHUX
azuarckux crpad. [lo cpaBHeHuto ¢ apyrumu peructpamu B Kopee ormedanach
0oJiee BBICOKAs 4acToTa (paronuTapHbIX pacCTPOMCTB, BMECTO KOMOMHHUPOBAHHBIX
NcC.

[IIBeiiapckuii HAIMOHAIBHBIA PETUCTP TEPBUYHBIX HMMYHOJIS(PUIIMTOB
obu1 co3mad B 2008 rr. [218]. B nepuon c¢ anpens 2008 nmo mapt 2014 roxa B
[seitiapun ObUT0 3apeructpupoBano 348 nanuentoB. Pacripoctpanennocts [TA]]
coctabwia 4,2:100 000 wnacenenusi. Pacnpenenenue IINJ] Obuio cxomHO ¢
EBpormeiickoii KOropToil TaIlMeHTOB, HauWOoJiee PacHpOCTPAaHEHHBIMU OBLIU
nedexTsl anTuTen, cocraBuBime 217 (62,4%) O00NbHBIX, 32 KOTOPBIMH CJIEA0BAIIN
neduuutel  parountupyrommx kierok — 31 (9%). IlpeumymectBenno T-
KJIETOYHbIE UMMYHOJE(MUIIUTHI TUarHOCTUPOBATIUCH B 6,6%, 00JIe3HM MMMYHHOMN
nucperynsanuu — B 2,4%, ayToBocnaiauTelnbHble CUHAPOMBI — B 3,4%, nedekTs
KoMIieMeHTa — B 4,6%, nedexTbl BpOXIEHHOrO HMMyHHTeTa — B 2%,
Heknaccuumupoannpie UJC - B 83%. B crpykrype medextoB
antutenooOpazoBanus Ha gomo  SCID  mpuxommnocs  28.2%  (45%),
HEKJIaCCU(PUIIMPOBAHHBIX TUMOMMMYHOTIOOyHeMu — 15,5% (25%). Cpenu
(daroMTapHbIX PaCCTPONUCTB TUANPOBATIA XPOHUYECKAs TPpaHyeMaTo3Hasi 00JIE3Hb
(87%). B OonbmmncTBe cnyyaeB [TM]] Ob1mm nuarnoctupoBanbl B geTctBe (55%),
3a uckmouearneM CVID, 87,5% u3 KoTopbIX Bepu(pHUIIUPOBAHBI B 3PEJIOM BO3pacTe.

Camasi BbICOKasi JMarHocTuueckas 3ajepxkka 3adukcupoBana mia CVID, uro
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MOTJIO OBITh CBSI3aHO C OTHOCHUTENHHO JIETKUMU CHUMIITOMaMH B TIEPBBIC TOJBI
3a0oneBanuss [218]. OTHOCUTENBHO KOpPOTKash JAMAarHOCTUYECKas 3afepiKKa
ormeueHa s cuHapoma Ju/lxopmxu, npu koropom MJIC, kak mnpaBuio,
COUETACTCS C BPOXKJICHHBIMM TIOPOKAMHU Pa3BUTHUSI, TUIOMAPATHUPEO3OM U
cynoporamu [218]. Tlpu SCID u CGD nuarHoctuueckas 3a7iep)Kka Takxke Oblia
OTHOCUTEIBHO  KOPOTKOM, BEpOSITHO, U3-3a PpPAHHET0 Hayajga TKEIbIX
peruauBupyomux uHeknui. [lo cpaBHEHWIO ¢ HAIMOHAIBHBIMH PETHCTPAMU
IMN]] Bo ®panuuu [109], Coenunennom KoponesctBe [221] u I'epmanuu [211]
nuarHoctryeckas 3anepkka CVID B IlIBelinapuu Oblia aHaJIOrMYHA TaKOBOM BO
®pannuu (B cpeaueM 6 Jiet), Ho Bhille, yeM B ['epmanun u BenukoOpurtanuu (4 u
5 15er CcOOTBETCTBEHHO). B miBelllapckoM wHccleoBaHUM TIOJlydeHa OoJee
KOpOTKasi MeauaHa auarHoctuueckoil 3anepxkku mnpu XI'b (0,75 roma) mno
cpaBHeHuto ¢ 0,9 roga Bo @pannuu, 1 romom B Benmukobputanuu u 1-2 rogamu B
I'epmanun. C 2008 mo 2014 rox 12 u3 348 GonbHbIX (3,5%) ¢ [IU]] momyuanu
JIeYEHUE TpaHCIUIaHTAllueW reMonodTHYeckux cTBOJOBbIX KieTok (HSCT) u onun
(0,29%) — rennoii Ttepamueit; 31,9% mNAIMEHTOB MOJIyYaad 3aMECTHTEIBHYIO
Teparuio mpenapaTaMu UMMYHOTJIOOYJIMHOB, B TOM uKciie BHyTpuBeHHO (77,8%) u
noakoxHO (22,2%). Bocems aereit (3,2%) ymepio.

Hanwmonanenseiii peructp [MNJ] B I'epmanuu Obut cozman B 2009 r., ero
OCHOBHOU 11€JIbI0 ObLJIa OLICHKA JMHUACMHUOJIOTUNA U KIMHUYECKUX OCOOCHHOCTEH
[T [211]. B uccaenoBanue Gathmann B. ¢ coast., 2013 r. [211] Bonuto 1368
O0onpHBIX 3a mnepuop HaoOmogeHuss 2004-2012 rr. Camyro OoJblIyIO TpYIITY
COCTaBWJIM TMalMEHTBhl ¢ jAeduuurom aHtuten — 858 (62,7%), B coekrpe
HO30JIoTHYeCKUX (GopM oTMmedanuch oO0mwmii BapuadenpHbii WUJIC (37,4%),
n3oJupoBaHHbIi Aedunut nojaknaccoB 19G (5,5%), arammarnooynunemus (5,3%)
W TeTeporeHHas TpyMma APYyrux rumnorammariooynunemuit (6,4%). Yacteimu
OB XpOHWYECKas TpaHyJeMaro3Has Oomnesnb (5,6%), cunapom Ju/lxopmxu
(3,9%) wu arakcus-teneanruodktazus (3,7%). Y 54 (3,9%) mnamueHToB
KoHcTaTupoBaH HeaudbdepermupoBanubii [N,  44,8% mnamueHToB ObUIM B

Bo3pacte Mosoxe 18 ner. Ilpm onenke renaepHoro cocraBa nereit ¢ TIN]]
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MaJb4YMKOB OKa3ajochb B 2 pa3a Ooibuie, yem JeBodek. Cpenid NauueHTOB B
Bo3pacte 18-29 et myxuuH O0bu10 Ha 28% OOJBIIE, B TO BpEMS Kak B BO3PACTHOM
rpynne crapmie 30 et skeHmuH Obuto Ha 15,7% Oosnbiie. JlmarHoctudeckas
3a/iep’KKa  oTpaxkalna KiuHuueckoe pasHooOpazue IINJ, nmnst xpoHudeckoin
rpaHyJeMaTo3HOU 0ome3Hu noKasarelu COCTaBUJIN 1-2 roja,
arammarnooynuHemuun — 1 rox, cungpoma Ju/lxopmxku — menee 1 ropa.
Hanpotus, ans CVID nokazatens octaBajics BBICOKMM, AOCTUTas 4-X JeT, AJis
aTakcuu-teneanrmdkrazun — 3-10,5 roxa. 47,8% TalMEHTOB TMOJyYalu
3aMECTHUTEJIbHYI0 TEpanuil0 BHYTPUBEHHBIMH HUMMYHOrjaoOynmuHamu., 18,4% —
NPOPHIAKTUYECKYIO aHTHOAKTEpHAIbHYIO Tepanuio; 7,2% OO0NbHBIX MNOJy4Yalld
Oponxoaunaratopsl, 5,8% — TIIIOKOKOPTUKOUIBI, 5% — MMMyHOHAENnpeccanThl. B
6,4% (88) ciyuaeB Obla poBeJeHA UMMYHOPEKOHCTPYKIIUSL C TPaHCIUIAaHTAIUEH
reMOMO3TUYECKUX KIETOK, mnpeuMmyniectBeHHo mnocie 2000 r. K 2019 r. B
HallMOHAJIBHBIA perucTp I'epmaHuu BHECEHO yxke 2453 nanueHnrta u3 36 HEMEIKHUX
PID-uentpos [212]. Pacnpoctpanennocts [11]] B 'epmanum cocrasnsier 2,72 Ha
100 000 »xurtenei. Cpenu mauMeHTOB B Bo3pacTe oT 1 o 25 JeT oTMedaercs
npeoOnaganne Myx4uuH. CpeHUil BO3pacT *UBBIX MALMEHTOB BapbuUpPyeT OT 7 10
40 nmer, B 3aBUCUMOCTH OT Ho3osorudeckoit ¢opmber [N, Tlamuentsr ¢
HapymienueM AT sBIsIOTCS mpeoOnanaromieid rpynmoil u coctaBisaioT 57%.
['ennsbiii nedext ycranopyieH y 36% mnanueHToB. CeMeiHbIe Clydyal OTMEYEHBI B
21% cinyuyaeB. Bo3pacT MNosSIBIE€HUS CHMITOMOB BapbUPYET OT POXKICHUS 10
no3nuet 3penoctu (ot 0 mo 88 ser). KimHMYeckne CHUMOTOMBI BKIHOYAIOT
unpexuun (74%) u umMMyHonaTosiorudeckue mposiBiaeHus (22%). YcraHOBIIECHO,
YTO TOJIBKO TP TSDKEIOM KoMmOuHHMpoBaHHOM wuMMyHOAedunute (SCID)
MPOU30IIJIO CHIXKEHHE BPEMEHU OTCPOYKU JHMAarHo3a 3a IMOCJEHEee JEeCATUIICTHUE.
49% Bcex manMEHTOB Moyiydanu 3ameHy ummyHornooynmuHa G (IgG) (70% -
noAkoxHO; 29% - BHyTpuBeHHO; 1% - HemsBectHo). Y 300 (12,2%) nanueHntos
OCYUIECTBJIEHA TPAHCIJIAHTAIUSI TEMOIMOATHYECKUX CTBOJIOBBIX KieTok (HSCT), y
5 (0,2%) — rennas Tepamus. B uccienoBaHUM MOTYEPKUBACTCS, YTO HEMELIKHIA

peectp PID-NET sBinsieTcsi leHHBIM HHCTPYMEHTOM JJIs Bpaydeid, uccliieoBaTenei,
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dbapmareBTUYeCKO TPOMBIIIUICHHOCTH, TOJUTUKOB W, B KOHEYHOM CUETE,
NAIMeHTOB, MJI1 KOTOPBIX pE3yJbTaThl NpHUBEIYyT K Oojiee CBOEBPEMEHHOMN
JIMAarHOCTUKE U JIyUIIEMY JICUCHHIO.

@OpaHIy3cCKUid HAIMOHAJIBHBIA PEECTp MEPBUYHBIX HUMMYHOJE(HUIIUTOB
(CEREDIH) 6511 co3aan B 2005 roiy ¥ B HacTosAIIEe BpeMsl MPEICTABISIET CO00M
OOILICHAIMOHAIBHYIO CETh OT/ACJICHUM JETCKOM U B3pOCIOW MEIUIMHBI B
YHUBEPCUTETCKUX MEAUIMHCKUX I1EHTpax. SBIssCh KPYyHMHEWIIMM B MHpPE
HanmoHanbHbIM peectpoM [IM][, CEREDIH o6ecneunBaer OCHOBY Kak s
KIMHUYECKUX M TEHETHYECKUX WCCIEAOBaHUM, TaK U IS MEPONPUSITUH,
HaIpaBJICHHBIX Ha TOBBIIIEHUE OcCBeaoMIieHHOCcTH Bpadeidt o [IM]] (ocobenHo y
B3pocibix). B 2010 r. B peructp Bxoauno 3083 marnueHTta (B OCHOBHOM JIETH) C
oOmieit pacnpoctpaneHHOCThI0O 4,4 ciaydas Ha 100 000 >xurteneit. Haunbonee
4acThIMU OBUIM TyMOpajbHble UMMyHOHeduumThl, coctaBuBmue 43%. Jlomns
oOuux BapuabenbHbix uMMyHoOneduiuToB (CVID) cocraBuna 14%, uto ObLIO
HIDKE, Y€M B HAUMOHAIBHBIX PETUCTPAax APYrHX pa3BUTBIX cTpaH [149].
PacnipocTpaHeHHOCTh MEPBUYHBIX UMMYHOJIS(DUIIUTOB 3HAYUTEIHHO BapbUpOBajia
B 3aBUCHUMOCTM OT TeOorpaMuyeckoro pailoHa, 4YTO CBHUAETEIBCTBOBAIO O
PETMOHAIBHBIX PA3JIMUUSIX B JICUCHUH MAIlUEHTOB.

Pacnpoctpanennocts [IU]] Bo @panmuu B 2017 r. coctaBuia 8,0 Ha 100
000 >xureneit [167]. IIpu stom Mahlaoui N. ¢ coaBTropamu OBUIO MMOKa3aHO, YTO
4acTh IAILMEHTOB, C MOATBEPKICHHBIM B XOJI€ McciienoBaHus auarHozom [TA]]
HaxoJujaach MOJ HAONIOJCHUEM Bpaueldl pPErHoHaJIbHBIX KIMHUK M He OblIa
BHeceHa B HanuoHaibHbI peructp CEREDIH [167]. bombmmHCTBO W3 3THX
O0NBHBIX OKa3amuch crapiie 18 jer u B 85% cimydaeB umenu AeUIIAT aHTUTET,
4TO OBLIO peicKazyeMo B CBA3U C pacnpoCTpaHEHHOCThIO
runorammario0ynuHemuit B crpykrype IIWMJl u oTHOcUTENnbHO HeETsKEION
KIIMHUYECKON KapTHHOM 3a0oieBanus [167].

[lo coctosnuio Ha 7 cenTsaOpst 2018 r. peructp mnaumentoB I[INJI Bo
Opannuu  BrIouaer 6602 manueHta, B TOM 4YHCJIE OOIIyH0 BapuaOEIbHYIO

UMMYyHHYIO0 HemocratouHoct (CVID) - 1509 (22,9%), rymopanbHbie
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ummyHoneuiuTel, uckmouas CVID, - 1755  (26,6%), TsoKemnbiid

koMOuHUpoBaHHBIM nMMyHOAehunut (SCID) — 403 (6,1%), KOMOMHUPOBAHHBIN

ummyHonepurur (CID) — 1576 (23,9%), HEIOCTAaTOYHOCTH BPOXKIACHHOTO
ummyHuteta — 673 (10,2%), ngedekTl UMMYHHOM  peryjasiuud |
remoaronuTapHeiii aumboructuiuros — 619 (9,4%). I'enernyeckuii auarHos

noATBepkAcH y 2859 maruenTtoB, uyTo coctaBmio 43,3% ot obmiero yucia u 84%
OT uuciia nporectupoBanHbiX [111]. T'eHeTHUeckoe uccaeq0BaHUE MPOBOIUIOCH
cymiectBeHHO damie i nandeHtoB ¢ SCID, CID, HeaocTaTOYHOCTBIO
BPOXKIACHHOTO  UMMYHUTETa,  ayTOMMMYHHBIM  JUMQoNpoaudepaTuBHbIM
CUHJIPOMOM, TeMO(arouTapHbIM JUM(OTUCTUOIUTO30M, YeM Jig OOJIbHBIX ¢ B-
KJICTOYHBIMU UMMYHO1eurtutamu [111].

Peructp EBpomneiickoro ob6mectBa mo ummyHoaeduiutam (ESID) Ovin
chopmupoBan B 2004 r. llenpio perucrpa sBuics cOOp JaHHBIX O €BPOMEHCKUX
narnuenTtax ¢ [TN], a Takxke ux JIGYSHUU C TENbI0 CO3JJaHuUs JIETKOIOCTYIMHON 0a3bl
JIAHHBIX U1 WCIOJIB30BaHMS Bpadyamu U uccieaoBareiamu. [lo coctosiHuio Ha 25
utonst 2014 r. B peructp Obuto BkitoueHo 19355 mamuentos [113]. detu mumamaiie
15 ner cocraBunmu 2/3 3TOM KOrOpThL, 57% OOJBHBIX HMEIU pacCTPOICTBA
aHTUTEN, B OTOW TPYIEe HACYUTHIBAIOCH HAMOOJBIIEE KOJIMYECTBO B3POCIBIX
nanueHToB. JlaHHBIE O JICUCHUH OBUIM TPOAHAIM3WPOBaHBI TONbKO st 14000
nanueHToB, 6476 (46,3%) u3 KOTOpHIX MOJyYaJd JI€YEHHE MpenapaTaMu
UMMYHOTJIOOYJIMHOB, B TOM YHCJI€ BHYTpPUBEHHBIMH (65,5%) U MOAKOXHBIMU
(34,5%). B uccnenoBanuu nokaszaHa pazHuiia MeXay pacupoctpaneHHocThio TN /]
Mexay EBponeickumu crpaHamu. Tak, Bo @paHUMM YacTOTa BCTPEYAEMOCTHU
[MN]] coctaBuna 6,058 na 100 Thic. HaceneHus, [lokazaTenu ObUTH CYIIIECTBEHHO
Bbiie, yem B llIBeiinapun (4,157 na 100 Tteic.) wnu B ['epmanun (2,105 na 100
TBIC.), YTO CBSI3aHO C CylecTBOBaHHeM Bo Dpanimu goctatodHo d)QPeKTUBHON
CUCTEMBbI TOKyMeHTHpoBaHus [113].

WpaHckuii HAIIMOHATIBHBIN perucTp nepBUIHbIX nMMyHOoaehuuToB (IPIDR)
Ob11 oprann3oBaH B 1999 r. u k 2002 r. yxxe HacuuthiBan 440 maruentos ¢ [TN]]

[178], B cCTpyKType KOTOpPBIX PETHCTPUPOBAIHNCH TUIOraMMAarIO0yINHEMHUH
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(45,9%), ¢darouurtapusie HapymeHus (29%), HapymeHuss T-KJI€TOYHOTO 3BEHa
ummynuteTta (24,3%), HegoctaTku cucteMbl koMiuiemenTa (0,68%) [178].

B Tedenue Tpex mMNOCHEAYIOMIMX JACCATWICTUA B HMPAHCKOM PETHUCTPE
3apeructpupoBano 930 maumeHToB (573 myxxkuunHbl U 357 xenuuH). Hanbonee
pacnpoctpaHeHHbIM Obul nedunut anturen (38,4%), 3a KOTOpBIM CJEAOBAIIU
BPOXKJIEHHBIE Je(eKThl ParouuTupyommx kietok (28,3%), cunapomansasie MJIC
(17,7%), xomOunmpoBanubie wuMMyHOAehUIUTHl (11%), nebunUT cHUcTEeMbI
koMmrieMeHnTa (2,4%) u 6o1e3un uMMyHHOM nucperyssiuu (2,3%) [110].

B 2014 r. coobmeno o 751 nHoBom mammente B peructpe IPIDR u3 14
MEIUUMHCKNX UeHTpoB HWpana (455 myxuumH u 276 xenmwmH). HawuOoinee
pacnipoctpaneHHoil kareropueir [IWM] mo-mpexxHeMy ocTaBaiucCh ACHUIIUTHI
anturen (32,3%). Ha nomto komOunupoBanubix MJIC npuxomwmnock 22,3%,
BPOKIEHHBIX nedeKkToB daronurosa — 17,4%, CUHPOMAJbHBIX
ummyHoneuiutos — 17,2%, ayToBOCHANUTEIBHBIX pPacCTpOUCTB — 9,2%,
HapyLIEHU UMMYHHOU peryisinuu — 2,6%, n1edeKToB BpOXKACHHOTO UMMYHUTETA
— 1,6%, nedpunura kommmiementa — 1,4% [176]. B cTpykType HO30I0TrHYEeCKUX
dbopM nHMaMpoBan KOMOMHUpPOBaHHBIA uMMyHOAeduuutr (21,1%), yacro
JIMarHOCTUPOBAJIUCh Takke oOmmui BapuabenbHbii umMMyHoAehunut (14,9%),
runiep-1gE cunapom (7,7%), cenextunbiii nedurut IgA (7,5%) [176].

B 2019 r. npencrasnensl nanubie 0 1395 marmentax (824 myxuunsl U 571
JKCHIIIMHA), JMarHOCTUPOBAHHBIX B mieproj ¢ mapTta 2013 mo mapt 2018 r. [84]. B
CBSI3U C POCTOM OCBEJOMJICHHOCTH Bpadyel W YJIydllleHHEM JIUAarHOCTUYECKUX
BO3MOYKHOCTEH mpeanosiaraeMas 3a001€BaeMOCTh 32 S-IETHUN MEPHUOJ] COCTaBUIIA
0,21 cnyyas na 1000 ponos [84]. CoBokymHas 3a0oneBaemocts [IU]] B Upane 3a
nocineaaue 10 ner cocraBuna okono 81 ciywas Ha 1 000 000 >xureneir. Cpenu
BHOBb JIMATHOCTHUPOBAHHBIX MAIMEHTOB HaMOOJIEE PACTIPOCTPAHEHHOW TPYIION
[MN]] 6w ayTtoBOcHanmuTenbHBbIE paccTpoiictBa (31,4%), 3a HUMU clenoBau
nedexTsl aHTUTeNnooOpa3zoBanus (22,2%), cuHApOMaiIbHble KOMOMHUPOBAHHbBIE
I[N (18,6%), nedexrsl BpoxkaeHHOTO wuMMyHHTETa (8,7%), HapymeHus

¢darouuroza (8,4%), HecuHapomanbHble KomOuHHpoBaHHble WJC (5,9%),
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3a0oneBaHusl UMMYHHOU mucperymsiuu (2,6%), nenuddepennmpoBanubsie [TH1]]
(2,3%). Menmnana 3anep>xkku quaraosa cocrabmia 10 mecsies ¢ konebanusmu ot ()
10 9,5 netr. Y 66,9% narnueHToB Auar{o3 Obl1 BepuUIIMPOBAH B TEUCHHE ro/ia, B
TeueHue 2-x JeT —y 75,2%. 3aaepkka nuarHosa 0ojiee 5 JIeT OTMEUEHaA JIMIIb B
10,9% cnyuaeB. Camas OoJiblllas TUAarHOCTUYECKas 3aJiepKkKa HaOIogalach y
NAIMEHTOB C AePUIIMTOM KoMIuieMeHTa (B cpeanem 10,3 rona).

[Ipu anamuze 3065 nmanuUeHTOB, BKIIOYEHHBIX B UPAHCKUI HAIlMOHAJIbHBIN
peructp, cemeitnpie ciaydan IIMJ] ormeuenst B 60,1%  ciyuaes,
Onm3KopoACTBEeHHbIH Opak — B 20,9%. Ilokazarenu KpOBHOIO pOJICTBA
peructpupoBanuch B 94,7% cemeil npu nedexrtax UMMYHHOU PEryJIsILUUA U TOJIBKO
B 40,3% — nipu geduiute KoMrsieMeHTa. J[Marno3 reHeTu4ecky ObLT MOATBEPKICH
y 33,0% manuenTtoB. [lokazarenu cMmeptHOCTH cocTaBuiu 17,2%.

Honsa nedextoB anTuTeNnooOpazoBanus B MpaHe okazanmach HIDKE, YEM B
peructpax EBponeiickux ctpaH. ITo siBieHHE HAOJI0aeTCs BO MHOTHX CTpaHax
BocTtounoro pernona u Asuu [175]. Pexxe BcTpeuanacek u anomanusa Hu/xopaxu,
ABJISIIOIIASICS. OJHOM M3 CaMbIX PacCHpPOCTPAHEHHBIX B PErUCTpax 3amaJHbIX CTPaH
[112]. bonee wacteiMu Obutn UJIC, cBs3annble ¢ MyTtauusimu reHoB MEFV u
ATM, wumeromKe ayTOCOMHO-PEUECCUBHBIM THUI HACIEAOBAHUS, BEPOSITHO,
BCJIEZICTBHE BBICOKOTO YPOBHSI KPOBHOT'O POJICTBA Y TEHETUUYECKH 00CIICTOBAHHBIX
nareHToB [175].

B usBectnom cereBom peructpe [Tl ®onna Jxebdpu Monenna B 2018 T.
3apeructpupoBano 102 097 naurieHTOB U3 86 CTpaH HA MIECTH KOHTUHEHTaX [112].
Ha nomto ryMopanbHBIX HWMMYHOJIEC(PUIIMTOB MPUXOJUTCS TOYTH TOJOBUHA
JTMAarHOCTUPOBAHHBIX B MUpe manueHToB. Hambonee pacrpoctpanennbim [1A]]
apisietca  geurut IgA, 3a  KOTOpBIM  CEAYIOT OOmui  BapuaOeIbHBIMN
uMMmyHoaepuiuT u anomanus JuJxopmku [112].

®oun nmmynonedpunura (IDF) CIIA yupeamn oauH U3 MEepBBIX PEECTPOB
NAIMEHTOB MO MEPBUYHBIM UMMYHOAEGUIUTHBIM 3a0oneBanusm (PIDD) B 1992
rogy. B 2008 romy peructp Obul mpeoOpa3oBaH B SJIEKTPOHHBIA (opmar, u

IIOsIBHUJIACH BO3MOXHOCTbD aAHaJIM3UPOBATh JaHHBIC C HCIIOJIb30BAHUEM
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CTAHJAPTU3UPOBAHHON CHUCTEMBL. OJTH YCWIIUS CTUMYJIUPOBAIM paCUIMpPEHUE
peructpoB ansi cObopa mamuentoB ¢ [IM]] Ha Bcex konTuHenrax [205, 146, 135,
100, 145, 178]. COop KIMHUYECKHX U JIAOOPATOPHBIX JAHHBIX O MaIMEHTaX C
STUMHU  PEIKUMHU  PACCTPOWCTBAMU, BEpPOATHO, CTAHET  ASKOHOMHYECKHU
3G ()EKTUBHBIM TMOJIXOJOM ISl ONpENeNiCHUs HAWIy4IIMX CTPAaTeruil JIeYeHUs
[228]. B «kpynneiime#t HamuonanpHoit ©Oaze MJAC B CHIA USIDNET
3apeructpupoBaHo 6584 mamumenta [228]. B cTpykType 3a0oiieBaHUN JTUIUPYIOT
nedexTsl antutenooopazoanus (31,8%), xpoHnueckas rpaHysieMaro3Hasi 00J1e3Hb
(8%), nedextsl TuMyca (anomanus [du [Ixopmxu — 7,8%). ['enernueckuit
JIMArHO3 YCTAHOBIEH y 36,5% mNanueHToB B OCHOBHOM C MyTalHUsIMH B X-
xpomocome, BkJtovasi rensl BTK, CYBB u [228].

Ha ocHoBe oOHOBiIeHHOro maokiaga JlaTuHoamMepuKaHCKOro oOIIecTBa
ummyHoaeduiutoB peructp LASID conmepxutr 6646 nanuentoB ¢ TN u3 15
CTpaH C TOBBIIIEHHON YacTOTON AeduUIMTa aHTUTET MO CPABHEHUIO C JPYTUMH
peructpamu (62,9%). Ilokazano, uyto nedextst B BTK, 22ql1.2 u CYBB
SBJISIOTCSL OCHOBHOM (hOpMOM T€HETHYECKOW MaToJIOTHH, BbisBiIssemMon nipu [T ]]
[138].

UpesBbiyalilHO BakHOE€ 3HaueHne umeroT peructpsl [IMJ[ B crpanax
bmwknero Bocroka u Ceseproit Adpuku (MENA), uTo CBA3aHO C BBICOKHM
YPOBHEM KpPOBHOIO POJACTBA M YBeJIMYeHHEM pacnpoctpaneHHoct IIN] c
ayTOCOMHO-PEICCCUBHBIM XapaKTepoM HacienoBanus. B o63ope  Al-Mousa H.,
Al-Saud B. [72] (2017 r.) ocylIecTBIIEH aHAIM3 SIUISMUOJIOTHYSCKUX JTaHHBIX,
MOJYYEHHBIX W3 HalMOHAIbHBIX peructpoB Mapokko [106], Tynwuca [186],
M3pauns [213], Kyseitta [69], Upana [176], Erunta [162], Typummu [216],
Caynosckoit Apasuu [173], Katapa [99] u Omana [172]. B uccinenopanue ObLIO
BKJIIOUEHO 4918 nanueHTos.

Peructper u3 ctpan MENA mnoka3anu BbICOKYIO pacripocTpaHeHHOCTh [T]]
M0 CpaBHEHUIO C OcCTajdbHbIM Mmupom [135, 209, 221, 146, 211, 95]. OOmas
pacnpoctpadenHocts [IM]J] BapsupoBana ot 0,81 mo 30,5 na 100 000 xuteneil.

bonee 80% IManucHTOB OBLIN JUAarHoCTUPOBAHBI B IICIUA WYECKOM IIOII JISIIUH.
Y.
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Cpeanuil Bo3pacT MOSBJIECHUS CUMIITOMOB KoJieOajcsi B BO3pacTe 0 2-X JIET, 3a
uckimoueHneM Typouu, rae oH cocraBunl 4,08 ner [216], 4TO cCBsA3aHO C
npeo0iIaaHieM TyMOpaIbHbIX UMMYHOAePUIIUTOB (70%) B TYpeIKOM perucTpe B
cpaBHeHuun c¢ peructpamu Apyrux crpan  MENA. Cewmeiinble ciydyaun
peructpupoBaiuchk B auano3zoHe ot 17,2% B Hpane, no 61% B CaynoBckoii
Apapun [173]. KoMOuHHpoBaHHBIE MUMMYHOACHUIUTHI ObUIM TMpeodaaaromei
kateropuei cpenu namueHtoB ¢ [IN]] B Caynosckoit Apasuu [173], Kygeiite [69],
Upane [176], Erunte [162], U3paune [213], Tynuce [186] u Mapokko [106].
Hanbonee pacnpoctpaneHubsiM ¢enotunoM SCID Obu1 Bapuant T-B-NK+,
KoTopelii BeIABISUICA B 90% cinyuaeB SCID B Caynosckon Apasum, B 87% — B
Kyseiite u B 50% — B Erunere. Jlebuuur anTuTea ObLI JOMHUHUPYIOIIUM THIIOM
[IM]] cpeam mNAaUMEHTOB, 3apETUCTPUPOBAaHHBIX B Typuum [216], rme
OJIM3KOPOJICTBEHHBIE Opaku MEHEE paclpocTpaHeHbl. BpoxkaeHHble e(eKTh
baronUTHpyIONIMX KJIETOK yalie Bcrpedanuch B Omane [172] u Tynuce [186], B TO
BpEMsI KaK ayTOBOCIIAJINTENIbHBIE paccTporicTBa — B Typunu [216] u Erunre [162].
UpesBbIuaiiHas KIMHUYECKas, (PEHOTUIUYECKAs U T€HETHUYECKash TeTepOreHHOCTh
MHorux mnamueHtoB ¢ [IM]l npeactaBisieT 3HAYMTENbHBIE JAUATHOCTUYECKUE
npoOiemsl 1 Bpaue B peruone MENA [72].

OddextuBHbie TIpOorpaMmbl JieueHus marueHtoB ¢ [IWU]] cymectByoT B
N3panne. B CaypoBckodi ApaBuum nOpu JieueHMM nauueHTtoB ¢ [TAJ]
ocyIiecTBIsIeTcs B cpeaHeM 35-40 TpaHCIUIaHTalMP TE€MOIMOATUYECKUX KIIETOK B
rong [115]. B Hpane 3a mocneanue 10 ner mposeneno 6omee 50 HSCT nns
nauueHToB ¢ [IM]J[. B Mopmanun exeronHo tpancruiantupyercsa 8-10 manueHToB
[116]. 3a nmocnenHue 8 NeT B LIEHTPE TPAHCIUIAHTAI[MM KOCTHOrO Mo3ra B TyHuce
osuto mpoBeaeHo 28 HSCT [186]. Onnako Bo mHorux crpanax MENA poctyn k
3aMECTHUTENIbHON Tepanuu BHYTPpUBEHHBIMUA HMMYyHOTTI0OymmHamu 1 HSCT Bechma

OTpaHUYECH WUJIM HEJOCTYMEH [72].
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1.2. Perucrpanusi NnalueHTOB ¢ NMePBUYHbBIMH MMMYHOAepUIUTAMHU B

Poccuiickoit ®enepanunu

C 1982 mo 1991 r. wnabmogenme mnaumenToB C IIMJI B CCCP
ocyumiectBisuioce B HUM ummynonmornn M3 P®, mepBwlid peructp copepkai
cBenienus o 372 nanuenTtax ¢ 18 Hozomornueckumu dhopmamu [16]. [Tocne pazana
CCCP Bmi1oth 110 1996 1. cBeieHUs1 0 OOJBHBIX EPBUYHBIMA UMMYHOIC(PHUITUTAMU
B Poccun peructpuposamuce B HUN nmmynonorun M3 PO, ognako ¢ 1996 r. sta
pabora Opuia mnpekpamena. C wmapra 2000 r. perucrtpanus MalMEHTOB
BO30OHOBJICHA Ha 0a3e JBYX YUpPEXKIECHUU — OTIEICHUS KIMHUYECKOU
nvmmyHosnorun PJIKb u HUN nerckoit rematonorun M3 PO [16]. K suBapro 2005
r. ObUJIO 3aperucTpupoBaHo 458 manueHToB ¢ 32 HO30JIOTHYECKUMHU (popMaMu, B
ToM uncie 397 nerei, 63 B3pOCIbIX.

B 2008 r. mpencraBiieHbl TaHHBIE, OJIy4Y€HHbIE B THCTUTYTE IMMYHOJIOTUN
Munzapascornpaszsutus PO npu odcnenoBanuu 576 nereit ¢ 19 Ho3010rMUEeCKUMU
dopmamu nepuunbix WUJIC, B kiIMHHYeCKOW KapTuHE OOJBHBIX Npeoldianana
HeaJlcKBaTHAas  BOCIPUMMYHMBOCTL K HHGpekmuu [64]. 3mokadecTBEHHBIC
HOBOOOpA30BaHUsSI PETUCTPUpPOBAIUCE Yy 5% MalMEHTOB, ayTOMMMYHHbIC
ocnoxkHenus —y 50% [33, 65].

Ceronnst Bca uadopManus o HanuoHaabHbIX peructpax [T1]] npeacrasiena
B MHUPOBON KOMIIBIOTEPHOM CETH, UTO MO3BOJISIET UHTETPUPOBATH KIMHUYECKHUE,
7abopaTopHbIe,  MOJICKYJISAPHO-TEHETHUYECKHE  CBEICHHUS O  TEPBUYHBIX
UMMYHOJIe(pUIMTaX, CO37aBaTh MEXIYyHApOJHbIE 0a3bl JAHHBIX O MAI[UEHTax C
MU [208]. Poccuifickuii KOMIBIOTCPU3HPOBAHHBIH HAIIMOHAIBHBIA pPErUCTp
I[MTUJIC 6611 co3aan B 2017 1. mox arumoit HADIIN /L (HanmoHanpHasi acconmarus
AKCIEPTOB MO MEPBUYHBIM UMMYHOJIC(PUIIMTaM) U B HACTOSIIIEE BPEMsI COJCPIKUT
ceeaeHus o 2385 mamuentax [55]. PacnpoctpanenHocts IIMJIC mo gaHHBIM
peructpa cocrasiusget 1,35: 100 000 nacenenus, 4To CylmeCTBEHHO MEHbIIIE, YEM B
ctpanax Esponwer [109, 111, 113, 167, 149, 211, 212, 218, 221]. K
neauaTpudeckon koropre oTHocuTcs: 70% 3aperucTpupoBaHHBIX 0OJBHBIX. Y 27%

OONBHBIX BepUpUUUPOBaHBl JAePeKThl aHTUTENnooOpazoBanus, y 20% —
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cunapomansusie MJIC, y 12% — ayroBocmanutenbHble 3a0oneBanus, y 10% —
HEJOCTATOYHOCTh CHCTEMBI KOMIUIEMEHTa, y 8% — KOJMYECTBEHHbIE U
KauecTBeHHbIE JeheKThl (HaroruTupyomux kietok, y 7% — [Nl ¢ ummyHHOMN
mucperymsitiueit, y 7% — wemuddepenmupoannsie U, v 1% — nedexts
BPOXKJCHHOTO MMMyHuTeTa [55]. Ha MomenT uccnenoBanus (uronb 2019 r.) 6%
NalyeHToB, Ooublias 4dactb w3 kKoTophix (81,3%) — neru, ymepno. Y 79%
yMEPIIUX JeTel B Bo3pacTe 1o S5 et BepudunmpoBan TKUH. Menuna 3anepxku
JIMar’o3a cocraBmuia 27 mecdiieB, B ToM gucie 5 mecsieB mia TKUH, 9 mecseB —
st cuaapoma BuckorTta-Onapuua, 35 mecsieB — ains XLA, 20 mecsue — ais
XPOHMYECKOIO TrpaHylieMaro3a, 33 mecsana — Ui CuHApoma HelMmereHoBCKOro
noBpexxaeHus [55]. 3aMecTUTENnbHYI0 Tepamuio MpenapaTaMd BHYTPHUBEHHBIX
UMMYHOTJIOOyNMHOB — mony4yaloT  44,7%  maumeHta,  HOpOPUIAKTUYECKYIO
OpPOTUBOMUKPOOHYIO  —  37,7%,  NaTOr€HETHYECKYyH0  TapreTHylo U
AHTULUTOKUHOBYI0O — 6,4%. TpaHCIaHTaluMsi TEeMOIMOATUYECKHX CTBOJIOBBIX
KJIETOK TmpoBeneHa 257 mnamueHntam, 113 gereit Ha MOMEHT o00pabOTKH
undopmaruu (sHBaps 2019 r.) Hyxxnarorcs B TI'CK.

Ha ceroansimiHuii IeHb B IUTEpaType UMEIOTCS CBEIICHMS O MAIlMEHTaX W3
peruoHanbubix peructpoB IIMJ] B PoctoBckoit [48], Cwmomenckoin [50],
CepmiioBckoit [42, 14], Camapckoii [15, 24], Yenabunckoit [38, 37], Jluneukoit
[57], Tyneckoii [10], Upkyrckoii [4] obmactax, Ilepmckom kpae [51], ropoze
Mockse [40], peciyonuke Tatapctan [47]. B 90-e roapl, ogHuM u3 niepBbix B PO,
o1 co3maH HOxkHo-Ypanbckuit peructp [IMJ] [38, 37], KOTOpBI MO3BOJIMI
JMHAMUYECKU HAOII0IaTh 3a MalueHTaMu ¢ uMmyHoaeuiutamu [37]. B cnektpe
HO30JIOTHYECKUX (OPM PETUCTPUPOBAIMCH aHTHTENbHbIE nedekTsl (35,7%),
HapyLIeHUs (barouuTUpPYyOUIUX KJIETOK (28,6%), CUHApPOMAJbHBIE
ummyHoaepuiutel (35,7%) [22]. ABTOpaMu yCTaHOBJICHO, YTO B Je0ioTe X-
CIETUICHHOW  araMmarjioOyJMHEMUH dYalle pPa3BUBAIUCH OPOHXOJECTOUYHBIC
uHpexknuu, a npu OBUH — nuorennsie undexuuu JIOP-opranoB (rHoiiHbIC

OTUTHI, TraMopodTMouauThl). Ilokazano, uro y 4 w3z 5 mnamueHtoB ¢ XI'b
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HaOIOMAINCh TeHEepaTu30BaHHbIE (PopMbI TyOepkyieza. OTMEUYeHO, YTO TeUEHUE
curapoma Buckorra-Ongpuua 3aBucesno ot xapakrepa myrtanuu rena WAS.

PernonanbHblii perucTp MNEPBUYHBIX UMMYHOJAePUIIMTOB CBEpIOBCKOM
obnmactu Tonpko B mepuon ¢ 2010 mo 2016 r. yBemwmumiics co 163 go 433
nanueHToB [54]. Ha nomro B3pocnbix B 2010 r. npuxoamnock 43 6oibHBIX, B 2016
r. — yxe 147. [Ilo nanHbIM, TpeacTaBlieHHbIM B myOnukaruu 2008 1.,
TyMOpaJbHbIC UMMYHOIS(DUIUTHI THATHOCTUPOBAIUCH B 68,9% ciayuaeB, TKU/] —
B 5,9%, cunapomanbabsie UJC — B 10,4%, nedektsl cuctemsl (arommuro3a — B
7,4%, HapymeHuss UIMMYHHOU peryisauuu — B 3,0%, cUCTEMBl KOMIUIEMEHTA — B
2,2% [42]. Crpykrypa peructpa IIMJ[ cpemn B3pocioro HaceleHUs
XapakTepu3oBaiach npeodiananueM AepekToB aHturenoodpazoBanus — 81,2 %
[14, 11]. Xopowo muddepeHIUpyEMbIE CHUHAPOMBI C HMMYHOJIE()UIIMTOM
cocramn 1,8%, Oonesnn umMmyHHOM nucperyisiuun — 0,9%, BpokIeHHbIE
nedextol paronuroB — 3,6%, nedektsl komieMenTa — 10,7% [14, 52]. Exxeroano
PETUCTpP MEPBUYHBIX UMMYHOI€PUIIUTOB CBEPAJIOBCKOIN 001aCTH MOIMOIHSAETCS Ha
20-70 genoBek [54]. I1pu aToM Gosbiioe komuecTBO naruenToB ¢ [TM]] ocraroTcs
HE JMArHOCTUPOBAHHBIMHU, YTO O3HAYAECT OE3BO3BPATHYIO MOTEPIO BPEMEHU s
Ha3HAYCHUS aJIeKBaTHOTO JIeYEeHUs, CIIOCOOCTBYET HACTYIUJICHUIO
HeOJIaronpusITHBIX UCXOJA0B M MHBAJIMIW3AIIMN O0JIBHBIX [53, 54].

Jlo co3manusa peructpa IIMJI B  PocroBckoit oOmactu  ObLIO
3aperucTpupoBaHo Toibko 11 OGompHBIX ¢ mepBuuHbiMu WJIC. B 2013 r. sror
CIIMCOK BKJIFOUMJI YK€ 165 manueHToB, Cpein KOTOPBIX JOMUHUPOBAIN MAlMEHTHI
c nedextom cunre3a AT (95%). CenextuBnbiii aedpunut IgA coctaBun 43%,
TpaH3UTOpPHAS TUTIIOTaMMAarjio0yTnHEeMHUS — 30%, X-clenieHHas
arammarnooynuHemusi — 11%, o01as BapuabenbHas HUMMYHHAsl HEIOCTATOYHOCTb
— 16% [48]. V 50% mnamueHToB ¢ X-CIEIJICHHON araMmmarjio0yjIrMHeMuei
3aboneBanue mManudectuponaio 10 1 roxa, y 50% — B Bo3pacte 10 2-X U 9-TH JeT.
Cpennuii Bo3pact BepuuKaimy quarHo3a cocTaBuil 9 Jiet, 3ajepkka MOCTaHOBKHU
nuaro3a — 4 roga. Y 80% ¢ OBUH knuHu4YecKWe MNpPOSIBICHUS TOSBUJINCH B

Bo3zpacte 10-20 net, y 10% — B Bo3pacte no 10 net, y 10% — B Bo3pacte 30-40 ner.
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3a0osieBaHNE TUArHOCTUPOBAHO B CpeAHEM B 35 JIET, a CPOKM JUATHOCTHYECKOMN
3agepxkku  cocraw 19 ser [48]. YV 90% mnamueHTtoB ¢ X-CLEIJICHHOU
arammarnooynuHemuen u y 100% — ¢ OBHMH B kiuHMYeckoil KapTuHE
npeobnagator uHbpekuun JIOP-opraHoB u AbIXaTeNbHBIX MyTeH, THONHBIC
WHOEKIMU KOXM U TOJKOXKHOM KJIeT4aTku pasBuBatorcs y 28 u 38%
cooTBeTcTBeHHO. Y  38% nmerelt ¢ aramMmarjoOyJIMHEMHEW  pa3BUIICH
MeHUHTO3HIepanuT, y 12% — octeomuenut u cencuc. B 12% cinyyaes nmpu OBUH
OTMEUAJICSl LMUTONEHUYEeCKUil cuHapoM. IlomoBuna mnanuentoB ¢ OBUH B
PocToBckol 00JaCTH HE MOJy4YaeT 3aMECTUTENIbHYI0 TEpanuio IpenapaTaMu
BHYTPHUBEHHBIX UIMMYHOTJIOOYJIHMHOB [48].

Cpenu 12 mammenToB CMOJIEHCKON 00J1acTH, 3aperuCTpUPOBaHHBIX B 2012
r. B 49,9% ciy4yaeB BBISBISUIMCH A€(PEKTH aHTUTEI000pa30BaHusl, B TOM 4uciie X-
clericHHas arammarioOyauHemus (8,3%), cenexktuBHbid aedunut IgA (8,3%),
MiajieHueckas arammarioOynunemus (8,3%), OBUH (24,9%) [50]. Ha nmomro
koMOuHupoBanHeix WJIC mpuxomunocek 33,2%, cunapomansHbix — 8,3%,
BpOXJIeHHBbIX JedekToB (aromuro3a — 8,3%. I[lepBble KIMHUYECKHUE CUMIITOMBI
MaHudectupoBanu B cpeaHeM B 0,82+0,41 r., B To Bpems Kak Bepudukanus
JIMarHo3a npuxoauiack Ha Bo3pacT 5,91+1,82 r. OrcpodeHHass [UAarHOCTUKAa B
cpemHeM Ha 5-6 JeT CHocoOCTBOBaja pa3BUTHIO CEPHhE3HBIX HWHOEKIUH,
VHBAIMIN3ALNN IETEN U YXYALICHUIO KIMHUYECKOro nporyo3a [S0].

B crpykrype mepBuuHbix mMMyHOaeduiuToB B Camapckoit obmactu (29
OoJbHBIX)  mpeoOnaganu  aedekThl  rymopalibHOoro  3BeHa  (62,1%).
KoMmOuHupoBaHHbIE ~ UMMYHOJE(DUITUTHI COCTaBUJIU 13,8%, nedeKThb
MPEUMYIIIECTBEHHO KJIETOYHOTO 3B€HAa UMMYHUTETA U CUCTEMBI (DaroruTUPYIOMINX
KJIETOK — 10 6,9%, neauddepenuupoBannbiec [TUJ — 10,3% [24]. Knunnueckue
NpOsIBJICHUsT 3a00JIeBaHUs HAyaMCh B paHHEM JeTcTBe (B cpeaneM B 1,6 T.).
Bo3spacT Bepudukanuu quarsosa cocraBuiu 11,1 roga, a IIUTeIbHOCTD 3aCPKKA
yCTaHOBJIeHUsI nuarHoza — 9,6 roga. Y 67% maiueHToB B J1e0r0TE 3a00JI€BAHUS
pa3BUBAINCh MH(PEKIMKU OPOHXOJIETOYHON cucTembl, Y 31% — uHbeknuu apyroi

JoKanu3anuu (MEHMHTUT, SHIE(aIUuT, SHTEPOKOJUT, MapanpokTur), y 7% -—
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cencuc. B 14% cmyuaeB mpomecc MaHU(pECTUpOBAd C€ HAWONATHYECKOM
TpoMmOonuTONneHn4eckol mypmypsl [24, 31]. ABTOpPBI KOHCTaTHPOBAIH YacCTOTY
KIIMHAYECKUX  CHHJPOMOB Y  MAl[MEHTOB  PETMOHAJIBHOTO  PETUCTPa,
COOTBETCTBOBABIIMX HacToOpakupatomuM npusHakam [I1/]. OrcraBanue B pocte u
Habope Macchl Tena oTMedYeHo y 54% netelt, peuuIuBUpyrone adbciecchl KOxH,
MOJIKOKHOM KJIETYAaTKH, BHYTPEHHHX OpPraHoB — y 46%, MOBTOpPHBIE SMU30bI
TSOKEJION TeHepann30BaHHON uHpekuuu — y 46%, 6onee 2-X THEBMOHHM B TOJ — Y
28%, OBTOPHBIE OTUTBI U CUHYCHUTHI — Y 31%, peuuauBupyrommi KaHaua03 — y
31%, cemeninble cnyyau [N/ —y 10%. B 59% ciydaeB umenu MecTo MpU3HAKU
muMponposudepaTUBHOIO CUHAPOMA, Te€NaTOCITIEHOMET AITHS.

B 2014 r. KO/IEKTMBOM aBTOPOB IPEICTABICHBI PE3YyJbTaThl OTKPBITOIO
MPOCHEKTUBHOIrO HabmoaeHus 3a 94 6onpubiMu [T ]] B mepuos ¢ 1990 o 2012 1.,
npoxxuparonmu B IlepMckoMm kpae, 63 W3 KOTOPBIX CTPajald CEIEKTHBHBIM
nebunurom IgA, 31 — Oonee Tmskeneimu  dopmamu  [IMAC  [S1].
Pacnpocrpanennocts nepsuunbix M/IC cocraBuna 0,35 wa 10 000 nacenenus. B
CHeKTpe 3a00JIeBaHUN JOMUHUPOBAIM T'yMOpalbHble UMMYyHonehuuutel (77%),
pexe peructpupoBaiuch komOuHupoBaHHele WJIIC (21%) wu  nedekrts
darommtupyronmx kietok (2%). Haubonee pacnpocrpanenubimu popmamu [TH1]]
okazanuch SDIGA, XpOHMYECKHH KOXKHO-CIM3UCTBIM KaHIWI03, X-CIECTUICHHAs
arammarnooynuHemusi. OcoOeHHOCThIO peructpa IlepMckoro Kpas SBHIIOCH
CYIIECTBEHHOE TpeodjagaHue JMm KeHckoro 1moja [51]. MomekynspHo-
FEHETUYECKUE  MCCJICJOBaHUS  BBIMOJIHEHBI TOJdbKO y  9,4%  OOJIBHBIX.
Anneprudeckue 3abosieBaHus pasBuiauck |y 20% mamumentoB ¢ [T/,
ayrouMMyHHBbIE —y 10%, onyxosm —y 2%. JlerasibHOCTB cpenu nmauueHToB ¢ [T1]]
3a 22 roma katamHesa coctaBwia 11%, nHBammauzamusa — 27%, a Ipu TAKEIIbIX
[TU]1, uckimrogas narmenToB ¢ SDIGA, — 35,5 u 96% cootBerctBeHHoO. [IprunHoi
JEeTambHBIX UCX0A0B Y 33% ymepiux Obljla HOCTMOpTajibHas AUAarHOCTUKA, Y 25%
— pa3BUTHE HEKYpaOeJbHBIX OCIIOKHEHUH OCHOBHOTO 3a00Ji€BaHUs, B TOM YHCIIE
NEYEHOYHON HEJOCTATOYHOCTH NPH XPOHUYECKOM KOYKHO-CIM3UCTOM KaHIMJI03€,

Y JIEWKO3a y JI€BOYKHU C CUHAPOMOM HellMereHoBCKOTO MOBpEXICHUS. Y 2 AETEH C
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X-CIeTUIEHHOW araMmarjoOyJuHEMUEH MPUYMHON CMEpPTU CTajla HeperysspHas
3aMecTuTeNbHas Tepanus. PebeHok ¢ cunapomom Buckorra-Omnmpuda moru6 ot
cercuca. TpaHCIJIAHTUPOBAHHBIA MAIMEHT ¢ paHo auarHoctupoBaHHor TKMH
noru6 B cBs3u ¢ pa3BuTHeM PTIIX mocne TpaHcIaHTaluy ayioréHHOTO KOCTHOTO
Mo3ra. Paznmuuusi, BUAMMO, OOBSCHSIOTCS Pa3HbIMU YCIOBUSMH (POPMUPOBAHUS
pETUCTPOB u JIUAarHOCTUYECKUMU BO3MOKHOCTSIMH, HEOJUHAKOBOM
PacpOCTPAHEHHOCTHIO MATOJIOTMYECKOTO T€HA B MOMYJISIAY, & TAKXKE PA3HULIEH B
METOJOJIOTHYECKHUX MOJX0/1aX K TUATHOCTUKE ayTOMMMYHHBIX ITPOLIECCOB.

B Mocke B 2012 r. mabmomanoces 147 OonpHBIX ¢ amarHo3om ITMJ,
BKItouaBiiero 14 nHozonormyeckux (opm [40]. bonee MogOBUHBI COCTaBUIIU
NAlMEHThl ¢ JAepeKTaMu TYMOpaJIbHOIO WMMyHHUTETa, B ToM uucie ¢ OBUH
(41,5%), X-cuemenHou arammariooynuuemued (14,3%), CeIEKTUBHBIM
nebuurom IgA (7,5%), medunurom cydkimaccos 1gG (2,0%). HaciaencrBeHnHbiit
AHTMOHEBPOTHYECKUN oOTeKk BepuduiupoBaH B 12,9% ciydaeB, XpoHHUYEcKas
rpanyjiemaro3Has ©Oose3Hb — B 4,8%, cunapomanbhbie WJC (atakcus-
TEJICAHTUIKTa3HUs, CUHIIPOM Buckorra-Onnpuya, HeiimerenoBckoro
noBpexaecaus) — B 8,2%, TKU — B 1,4%, npeumymectBenHo kierounbie MIC
(cunapomsl qu)lxxopmxu, ['yaa) — B 1,4% [40].

Peructpamus ximanueckux ciydaeB [IMJ[ B pecnybnuke Tartapcran
Havasachk ¢ 1996 r. B coorBerctBuu ¢ gaHHbiMU 2008 r. BBISIBIEHO 56 AeTeH,
BepuduimpoBano 16 Hozomormueckux ¢opm [47]. Pacnpoctpanennocts ITHN]]
coctraBmia 1:15000. bonbiias yacte nerei umena n1e(exTsl aHTUTEI000pa30BAHMS
(37%) wu xomOunupoBanusie WJC (30%), pexe BcTpedaiuch A€PEKTHI
darommrosa (14%), npyrue ummyHonedurutsl (19%). CooTHomieHHe OOJBHBIX
MY>KCKOTO M KEHCKOrO Mojla COCTaBWJIO S5:1, 4TO CBs3aHO ¢ mpeoOnanaHueM X-
cuerieaapix UJIC B peructpe I[IU]] pecnyOnumku TarapcTan, Takux Kak X-
CUEIJICHHAS araMmaryiooyJImHeMus, X-clernieHHas XPOHHUYECKasI
rpanynemaro3Has 6one3nb, X-cuermienHas TKUH, cunapom Buckorra-Onnpuua,

X-crernneHHsn nuMdornponudepaTuBHbIN cuHAPOM [47].
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1.3. 3Hauenue wmyabTHILIeKCHOTO aHaau3a TREC u KREC npas
AUATHOCTUKA W MOHHUTOPHMHIA MEPBUYHBIX MMMYHOAe(UUMTOB H JAPYrux
PacCcTpPOiCTB HUMMYHHOM CHCTEMBbI

Dpa aKTUBHOTO WCCJCIOBAHMS MEPBUIHBIX UMMYHOAC(PHUIIUTOB CTapTOBAIA
B 50-60-e roapl MpOIUIOrO CTOJNETHS, KOTNA MeauaTpbl U UMMYHOJOTU CTallu
COO0MIATh O CIIyYasX OMACHBIX JUIsl JKU3HU MH(EKINI y AeTeil paHHEro BO3pacTa,
TaKuX KaK KOXKHO-CIM3UCTBIM KaHJWUJI03, MMHEBMOKOKKOBAasi THEBMOHHUS WIIH
peuuauBUpyONIMe CTaUIOKOKKOBBIE adciecchl [73]; ObUIM OMUCAHBI TEPBbIC
BapuanTel [11]] [68, 141].

B 70-x romax pacmmpuBlleecss NOHMMaHHE HapaaurMbel GyHkuuu T-u B-
TUM(GOIUTOB, (GarolUTUPYIOIIMX KIETOK MPUBEJIO K OTKPHITHIO MATOT€HETUYECKHUX
MexaHu3MoB oTaenbHbIX [IM]] [73], BKItO4Yass MEXaHU3Mbl CHUKEHUS AKTUBHOCTH
NADPH-okcunassl y narmuenToB ¢ XI'b WM OTKpPBITUS TUTAHTCKUX TpaHyJl MpU
cunapome Yennaka-Xuramu [73]. B tedenue nocneayromux 40 jJeT COBMECTHBIC
YCUJIUSL  TEHETMKOB W  HMMMYHOJIOTOB  TO3BOJUIU  UIASCHTUPUIIUPOBATH
TCHETUYECKYI0 OCHOBY 3aOoisieBanuid mpu MHorux I[IWJI [73] u mpemnoxuThb
paguKaJbHbIE METOIbl  JICUCHHS, TaKW€ KaK BHYTPUBEHHOE BBEJICHUE
uMMyHor100yuHOB [130], TpaHcmIaHTalus CTBOJOBBIX KJIETOK [122] u reHHas
Teparuio.

CoBepIlIeHCTBOBAHNE T€HETUYECKUX METOJI0B UCCIEIOBAHUSI O3HAMEHOBAJIO
pepomoninto B um3yduenuu IIAI] [73]. B teuenme 30 ner reneruxka IIN/]
uccienoBaigachk ¢ nomouiplo cekBenupoBanus [IHK merogom Cenrepa [73, 111].
CexBennpoBanue HoBoro nokojeHuss NGS u WGS, nossusmeecs B 2011 rony,
OOJIErYnyIo BBISIBJICHUE PaHEe HE WM3BECTHBIX T€HETHYECKUX ToBpexmeHuid [111,
210, 164]. Meroast NGS BriIOYMiIM cekBeHHpoBaHue Ienoro skzoma (WES),
KOTOPOE€ MO>KHO HCIIOJIH30BATh JJIsl OOHAPYKEHUS MYTalllid B T€HAX, KOAUPYIOMHX
oenku u PHK, u cekBenupoBanne WGS — 11 KOMITJIEKCHOTO CEKBEHHUPOBAHUS
BCEro reHoma, Bkitouast uHTpoHsI [111, 210, 164].

OpmHako 10 HEAAaBHETO BPEMEHHU ObLIO HEBO3MOIKHO BBISBIATH jaeteit ¢ T[T /]

A0 TIIOSABJICHHA KIMHHUYCCKUX CHMIITOMOB H  CCPLE3HBIX OCJIOKHECHUM —
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WH(EKITMOHHBIX, AYTOMMMYHHBIX, JTUMGONpoaudepaTUBHBIX, TPHUBOAAIINX K
daranpHOMYy mcxomy [13, 49, 226]. C 2008 r. B mMupe ObUIM HHIIMHUPOBAHBI
MUAJIOTHBIE TPOEKTHl IO HEOHATAIIBHOMY CKPUHUHTY Ha  BPOXK/ICHHBIC
UMMYHOAC(PHUIIUTHI.

[lenpt0 CKpUHHMHTA HOBOPOXICHHBIX SBJISIETCA PAHHEE BBISIBICHUE
IFEHETUYECKH  OOYCIOBJICHHBIX  J1€(PEKTOB, OBICTpOE  JIEYEHHUE  KOTOPBIX
CYIIIECTBEHHO CHIKAET CMEPTHOCTh U (DOPMHUPOBAHKE HEOOPATUMBIX MTOCIICICTBHMA
JUIs1 370poBbsl pedenka [88, 230, 182]. OmgnuM U3 Takux 3a00JIeBaHUM, KOTOPOE
HeJaBHO ObUIO Ao00aBieHO B crnucku NBS mo Bcemy mupy, SIBISE€TCS TSKEIbIA
koMOuHupoBaHublii ummyHonedurmt (TKUI) [136, 230]. TKUJ] oxBarbiBact
rE€TEPOTr€HHYIO TPYIIY F€HETUYECKUX HAPYIICHUMN, MPOSBIIIOIIUXCS MOBBIIIEHHON
BOCIIPUUMYHMBOCTBIO K OMACHBIM JJISI )KU3HU OMIMOPTYHUCTUYECKUM UH(MEKIUIM, U
XapaKTepu3yeTcss OCTAaHOBKOM co3peBaHusi T-1uMQOIMTOB, BapuaOEIbHBIMU
u3MeHeHus MU B nuddepeHiupoke B-1umMpOIMTOB U €CTECTBEHHBIX KUIIJIEPOB
[214], paHHEe BBISBICHUE W JICYEHHE KOTOPBIX ONTUMHU3UPYIOT BBIKHWBAEMOCTh
[147, 98, 214, 183].

bruto mokaszano, yto aetu ¢ auarHoctupoBaHHor TKHWJI, nomyuuBimime
TPAHCIUIAHTALIMIO TEMOMO3TUYECKUX CTBOJIOBBIX KIETOK B MEpBbIE 3,5 Mecsua
’KM3HHU, UIMEJIM BBICOKHE MOKa3aTeu BebKuBaeMocTu [147, 98, 214, 183, 227]. 1o
HaOmonenue caenaino TKU][ npuBiexkatenbHOM 1ENbIO i1 HEOHATaTbHOIO
CKpUHHMHIa BO MHOTHUX cTpaHax mupa [67, 182]. KonuuectBennas onenka TREC
Obl1a TIpU3HaHa HauOoJiee MOJIE3HBIM U HEJOPOTUM BBICOKOIPOU3BOAUTEIIHLHBIM
aHAJIN30M JJIs1 CKpuHUHTa HOBOpOoxkAeHHbIX Ha TKU/I [161, 182, 87, 199]. XKu3ub
pebeHka MokeT ObITh cmaceHa mpu ycioBuu, uro TKW]] muarnoctupyercs ao
pa3BuTus cepbe3Hbix nHbekuii [230, 98, 225, 214, 227].

MmuoromnpodwmibHOe HccheAoBaHUe, MpoBeaeHHoe KoHcopuuymoMm 10
JICYCHHUIO TEPBUYHOTO HMMMYyHOJAS(DUINTA, TIOKa3ajlo, YTO MJIIQJICHIIBI, HE
MPOIIEAIINE CKPUHUHTOBOE 00CJIeIOBAHUE J0 MOSBICHUS CUMITOMOB, uMenu 58%
BBDKMBAEMOCTh MO CpaBHEHHI0O C 85% BBDKMBAaEMOCTHIO Y  MIIAJICHIIEB,

MIPOTECTUPOBAHHBIX NpHU poxkaeHuH [121]. [lomynssuMOHHBIA CKPUHUHI NPU3HAH
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eIMHCTBEHHBIM cpeacTBoM BbisiBieHuss TKUJ] no pasutus nnHdexnuii, Tak Kax
oonee 80% neTelt HE MMEIOT OTATOIICHHOTO HACJICICTBEHHOT0 aHaMHe3a [75, 182].
Ckpunuar Ha TKWJ[ npeacraBisier ocoOyi0 IEHHOCTb B TE€X PErHMOHAX, Te
CYIIECTBYET OTHOCHTEIHHO BBICOKAs YacTOTa OJIM3KOPOJCTBEHHBIX OpakoB [234,
128, 155, 197, 141, 189], u noka3aTelii MOT'YT CYIIECTBEHHO IPEBHIIIATh YPOBEHb
3amajHbIX cTpaH, coctaBisronuid 1:58 000 [155, 197, 193].

TKWJ ™Moxer ObITb JHarHOCTHPOBAH Yy HOBOPOXKACHHOIO IMYTEM
KOJIM4eCTBEHHOTro orpeaenenus pparmenta T-kinerounoro peuenropa (TREC) Ha
CyXUX MSTHaX KpOBH, Mmoiay4yeHHbIX ¢ ['atpu-kaptel [231]. Panee Obuto mokazaHo,
yto ompeaeneHue TREC sBisieTcs BBICOKOUYBCTBUTEIBHBIM H CIEHU(DUIHBIM
MapKepoM 7151 OLIEHKH T-KIeTo4HOoro 38eHa uMMyHuUteta [80].

Uzectno, uro TREC o6pasyercs Bo Bpems auddepenmupoBku T-
TuM(GOIUTOB Ha J3Tame peapaHkupoBku TeHoB TCR, 4To HEoOXoauMo s
dbopmupoBaHUs aHTUTeHpacIo3Haroliero penepryapa T-numdoruros [90, 8]. [Ipu
NEPECTPOMKE T€HOB T-KJIETOYHOrO0 penenTopa MNPOUCXOIUT  COJMKEHUE
CIIy4yalHbIX T€HETUYECKUX CErMEHTOB, VyAAJICHHBIX Jpyr OT JApyra, ¢
dbopMUpOBaHUEM 3pEIIbIX T'€HOB HAa OCHOBE MPEICYIIECTBYIONIUX CETMEHTOB — V
(BapuabenpHOTO), D (hopmupytomiero paznoodpasue) u J (CoenMHUTENsHOTO) [61,
165]. IIpu sTom pexomOuuazbl pacmersitor JJHK u Beipe3aroT Haxomsmmics
MEXJy  CerMEHTaMHM  TIE€HETHMYEeCKMi  MaTtepuan ¢ (popMHpoBaHUEM
¢dyHknroHansHoro sk3oHa V(D)J u BhIYICHEHHEM CUTHaIBbHOTO cermMenTta V-D
RSS, 3ampikaromierocss B konbro [28, 41, 45, 166], xoTopoe He ymansercs W3
KJIETKH, a XpaHUTCA B anucomax [28, 41, 45, 166].

TREC mpucyrctBytoT B 70% co3peBaromnix THMOIIMTOB, SKCIPECCUPYIOITUX
af}-TCR nHa xoHeuHoM starne auddepenuupoBku [28, 41, 45, 166]. Ilpu nenenuun
T-nmumdormroB TREC He pemuiupyercs u MEPEeXOJUT B OJHY U3 JIOYEPHUX
KJIETOK, [72], 4YTO TO3BOJIIET UCIOJb30BaTh €€ B KAayecTBE Mapkepa
muddepenuupoBku u nposupepaunu T-mumdoruros [201]. KonnuectBo komnuid
TREC u3mepsiercs ¢ momoIbio konnuecTBeHHo# peakiuu [1LP u oTpaxkaer uncio

HauBHBIX T-TUMQOLMTOB — HETABHUX IMUTPAHTOB U3 TUMyca [119].
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Hopmansaoe nmpousBoactBo TREC naunnaercs B Hauane SMOpHOHAIBHOTO
pa3BUTHUS, OPUEHTUPOBOUYHO Ha 13 Hemene OEpeMEHHOCTH, U TOCTEIICHHO
YBEIMYMBACTCS B T€UECHUE BCEH OEPEMEHHOCTH, JOCTUTAsl CYIIECTBEHHOTO YPOBHS
npu poxaeHuu [224]. YV 370pOBbIX HOBOPOXKICHHBIX BBISBISIETCS NPUMEPHO 1
TREC na 10 T-mumdoruToB, 4TO CBHJETEIBCTBYET O BBICOKOM KOJIHMYECTBE
HauBHbIX T-nmuM@ouuToB, y JeTedl Oosiee cTapuiero BoO3pacTa W B3POCIBIX
onpenemnsiercs okoyio 1 TREC wa 100 wmm 1000 T-mumdonuToB, 9T0 00yCIOBICHO
yBeJIM4eHrEeM T-KJIIETOUHOM oMy IsiuK B pe3yiibrate Muto3a [119, 149,155].

[lo3xe 3TOT MeTon ObLI OmHMCaH J/JIA aHalu3a K-IACJCHHMOHHBIX KpPYIOB
skcimsun  (KREC), mosBossttomux  uaeHTHGUIIMPOBATh MAlMEHTOB ¢ X-
cuerieHHo# arammarnoOynuHemueii (XLA) [136, 158]. Pannss Bepuduxamnus X-
CLEIUICHHOW araMMarjioOyJIMHEMHH BECbMa JKeJIaTelIbHa, MOCKOJIbKY MOBBIIICHHAS
4acToTa XPOHUYECKUX 3a00JIeBaHMM JIETKMX y O3TUX MAlMEHTOB OOYCIOBIIEHA
3aJIep’)KKOM JAMArHOCTUKHU W SIBISIETCA OJAHMM W3 HauOoJiee 3HaYUMBIX (PaKTOPOB
JUTsl HeOJIaronpusITHOTO IPOrHO3a U YXYyIIIEHUs KauecTBa u3Hu [149, 134, 158].

Bnepsrie onpenenenne TREC Obu1o ncnonb3oBano B 1988 1. 11s OLICHKH
BO3PACTHBIX MU3MEHEHUI (PYHKIMM TUMYyCa U CTENEHW MMMyHocymnpeccun y BNY-
uHunupoBanueix [80]. B 2005 r. K. Chan u JM. Puck mnpemmoxumu
onpenenenre TREC metonom I[P B pexxume peanbHOTO BpeMeHHU JIJIsi MaCCOBOTO
BBISIBJICHUS TSDKEJIOT0 KOMOMHUPOBAHHOTO MMMYyHoAepuuuTa [79]. Bnocnenctun
anamn3 TREC 06wt omrumusupoBan, u B 2008 romy B BuckoHcuHe ObLIO
IIPOBEJICHO IE€PBOE MWJIOTHOE HccinenoBaHue ckpunuHra TKHW/I, BeImosHeHHOE
Jack Routes and James Verbsky [196]. B 2008 r. ycmemniHo TpaHCIUIAHTHPOBaH
niepBoiil pedenok ¢ TKU/I, BeIBICHHBIN TTPU CKPUHUHTE HOBOPOKAeHHBIX. B 2009
I. IpOBEJieH CKpUMHUHT B Maccauycerce, Jlynsnane n Hero-Hopke, B 2010 T. —
Kamudopuuu, Texace u Ilencunbanuu [96]. B 2009 r. TKU/ Obut 1o6aBieH B
nepeyeHb 3a00JeBaHUM, PEKOMEHJIOBAaHHBIX IS HEOHATAJIbHOTO CKPUHHUHIA B
CIIA [136, 155]. B Hactosiiiee Bpemsi B 00cCieIOBaHHME HOBOPOXKIACHHBIX Ha
TKUJ] BoBneuensr Bce S50 mratoB CHIA [142, 132], B TOM YuClie OKpPYyT

Komym6us, Ilyspro-Puko u unHaeckuii Hapoa HaBaxo, 4TO B OOIEH CIOKHOCTU
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coctaBmwio 3 968 667 (100%) HoBopoxknennbix B 2018 1. B Kanane o6s3arenbHbIit
CKPUHUHT HOBOPOJKJEHHBIX MPOBOAUTCA B MpoBUHLMK OHTapuo [189, 193].

Bo muorux rocynapcrBax-uieHax EC BBINOJMHSIOTCS HallMOHAIbHBIC WM
pEruoHabHBIE MHUJIOTHBIE HCCIEIOBAHUSI [0 CKPUHUHTY HOBOPOXKICHHBIX,
Bkitouasi CIIIA [155], Hopseruto [131], HIBeunto [158, 149], Ucnanuto [181],
Hunepmanaer [131], @panmuto [103], Urtanuto [200], Anonuto [119]. B xone
MUJIOTHOTO MCCIICIOBAHUS, BBITTOJIHEHHOTO B BenmnkoOpuTanuu, ObIT OCYIIECTBICH
perpocniekTuBHbIA aHanu3 5000 aHOHMMHBIX MAIMEHTOB W 18 gerel ¢
noarBepkaeHHEIM SCID [190]. TlpeamonaraeMblii TOJOKHUTEIBHBIN pe3ybTaT
BapbupoBasl oT 0,04 no 1,0% cpeau mpoTeCTUPOBAHHBIX O0pa3OB, YTO OBLIO
COMOCTAaBUMO C MPOIEHTOM MOJIOKUTENBbHBIX pe3ybTaToB B Buckoncuue (0,02%),
Maccauycerce (0,02%), Hero-Hopke (0,16%), Kamudpopuuu (0,01%), ITyspro-
Puxo (0,03%), Jlynsuane (0,03%), cpenu Hapoaa HaBaxo (0,08%) [190].

[IunoTHOE  WCclienoBaHWE, BBINOJHEHHOe B M3pawiie, MO3BOJUIO
PETPOCIIEKTUBHO BBIIBUTH CeMb H3pamibckux manueHtoB ¢ TKUJ[ [160], yro
MOCIYXWI0 ocHoBaHueM il noOapnenus TKU][ B HalmoHalbHYIO MpoOrpaMmy
HEOHATAJIbHOTO CKpuHMHTa ¢ 1 okTs0pa 2015 r. [195]. B pesynbrare
TECTUPOBAHUSI HOBOPOXKIEHHBIX, MpoBeneHHoro B CIIIA, pacnpocTpaHEHHOCTH
TKWJ coctaBuna 1,72:100 000 poxxneHuid cpeau HaceleHus B 1enom [155].
Ananornynas 3abosieBaeMoctb (~ 1,69: 100 000) Obuta mpeacTaBieHa B HEJABHO
onyOJMKOBAaHHOM MeTaaHaIu3e, BKItounBIIeM 13 nccnemoBanumii [227].

B Teuenne mepBoro roja pabOThl HEOHATAJILHOTO CKpUHUHTra B M3pawuiie
yactota TKWUJI coctaBuna 4,25: 100 000 poxaenuit (95% AN 1,835-8,377), uto
COOTBETCTBYET BBICOKOM pacpOCTPAaHEHHOCTH B PEeTrHOHE, HaOII01aeMOl paHee B
ucciaenoBanun Broides A. et al. [128, 86],u MoxeT OBITH CBSI3aHO C
pacpoCTPaHEHHOCTHIO OJIM3KOPOJCTBEHHBIX OpPakoB Cpeny MaIlMeHTOB apadCcKo-
MYCYJIbMAHCKOTO MPOUCXOXKJEHUs. BBICOKUI ypOBEHb ayTOCOMHO-PELIECCUBHOIO
SCID B M3paune KOHTpacTHpyeT ¢ Mpeodiiajaroiieid 4acToTol X-CUENIeHHOro

SCID (obmuii nedunur y-mienu) B OONBIIMHCTBE CTPAH MHpPA U SIBHO CBSI3aH C
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BBICOKMM YPOBHEM KpPOBHBIX OpakOB W OCHOBOTOJATAIONINX TEHETUYECKHUX
s dexron [107].

Bonee BbIicokas dactora HekoTOpbix THUNOB SCID oTMeueHa W B JOpyrux
stHHueckux rpymnmnax. Hampumep, TKUJ, cBszannbiii ¢ gepumurom AJIA, B
COMAJIMMCKOW momyJsaiuu umeer vactory ~ 1 nHa 5000 [76]. Myrtamuu rena
Artemis y aMepHKaHIIEB HaBaxo ompenessitoTcs ¢ yacrotor 1 Ha 2000 [194].
Bricokass wactota myrtamuii RAGI, RAG2, ADA, IL7R, CD3 u MyTaHTHbIE
amnenu ZAP70 ObLIv OTMEUCHBI B IMOMYJISAIHUSAX aMHINEH W MEHHOHUTOB, [163,
189].

6881 pebenox ObuT mpoaHaMM3UpoBaH B bpasuwnmu, B 3-X ciydasx
nuarHoctupoBan TKU], B 4-x — X-cuemnenHas arammariooynunemus [153]. B
TaitBane ckpuHuHTY ¢ wucnoias3oBanueM TREC Owvi1 mogseprayr 106391
HOBOPOJXKJICHHBIM, BbISIBIEHO S5 mamueHToB co SCID u  mare  ciiydyaes
mukpoaenennn 22q11.2. [127]. Yactora SCID onenuBanach kak 1: 53 196 [127].

[Ipoexkt DEPISTREC O6bu1 pa3paGotaH [jisi HU3y4eHUsS KIMHUYECKOM H
skoHOMHUYECcKO 3ddexkTuBHOCTH oOmero ckpuHuHra SCID Bo ®pannuu.
O6cnenoBanuto Obut  moaBeprHyThl okojio 200 000 pgereit. IlomydeHHbie
pe3yJbTaThl  CBUACTEIBCTBOBAIM O ToM, urto aHanu3 TREC saBusercs
crenuGUIHBIM U YyBCTBUTEIBLHBIM METOIOM A1 ckpununra SCID.

B anpene 2018 r. Hauato mWiIOTHOE ucchenoBanue B Hupepnanpax co
CKPUHUHTOM HOBOPOXKJICHHBIX B 3-X MPOBUHIUSX M OIEHKOH 11€71ecCO00pa3HOCTH
BkitoueHust Tectupoanust Ha SCID B mporpammy NBS B INommangum [131].

ITpu nccnenoBanmu 8 718 oOpasioB, coopanHbix B CaymoBcKo ApaBuw,
BBIsIBIICHO 16 marmueHToB ¢ HM3KkHM KoimuectBomM TREC. B Tpex oOpasmax
MOATBEPKACHBI ayTOCOMHO-peneccuBHbie MyTanuu B AK2, JAK3 u MTHFDI, B
2-x — cuaApoM paeneruu 22ql1.2. B HacTosmeM ucciaeqoBaHUM TPEICTABICHBI
JoKa3zarenbcTBa BbICOKOM yacTtorel SCID cpeau caygoBCKOM —IMOIYJIALIMM,
coctaBuBlieil 1/2906 xuBopoxaeHHbIX [117], a Takke npensoxkeH 3PpGHeKTUBHBIMN
METOJI CKPUHUHTA HOBOPOXKJEHHBIX, KOTOPBIA MOXKET OBITh peaTu30BaH KaK 4acCTh

nporpaMMbl HeoHaTabHOro ckpunuHra (NBS).
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B uccnenosanuu Stephan Borte ¢ coaBropamu (2012 r.), BEIIOJHEHHOM B
KaponuHCKOM MEIMIMHCKOM HWHCTUTYTE, HU3y4eHO 2560 aHOHMMHBIX KapT
CKpUHHMHIA HOBOPOXIEHHbIX W 49 apXuBHbIX KapT larpu mnDanmueHToB C
yctaHoBiIeHHbIM JurHo3oM TN [149]. OnHOBpeMeHHOE M3MEPEHHE KOJINYECTBA
komui TREC u KREC B oOpasmax kaprouek [atpy  1mo3BOJIHIO
uneHtuduimponars nanueHToB co SCID, X-crienaeHHol aramMmmarioOyImHEMUEH,
aTAKCUEH-TEICAHTUIKTA3UEen M CUHAPOMOM HeNMEereHOBCKOro mOBpEXACHUA U
caenarb BbIBOA 00 3(PQGEKTUBHOCTH CKPUHMHIA HOBOPOXKJICHHBIX Ha HaJU4He
CHUHJIPOMOB BPOKJIEHHOTO MMMYHOJIe(PUIIUTA, XapaKTEPUIYIOMINXCSI OTCYTCTBUEM
T nim B-xietok [149].

B 2013-2015 rr. B pamkax nuJioTHOM nporpaMmbl B CTOKTOJIBMCKOM OKPYTe
[IIBeruu  TpOBEACHO  MEpPBOE  KPYIMHOMACIITAaOHOE  HCCIEJOBAaHUE  C
onnoBpemenHbIM ompenenenneM TREC u KREC, oxBarusmiee 58 834 pebenka.
Cpenn 64 HOBOPOXKICHHBIX C HHU3KMMHU MOKazaTels MU y 3-X MalUEHTOB
BepU(UIIUPOBAaH MEpPBUYHBIN WUMMyHOnehunut, B ToM uucie Artemis-SCID,
aTaKCUA-TENICAHTMAKTa3usd U HEKJIacCUPUIUMPOBaHHAS  JIUMQOIICHUS/TUIIO-
ramMmariaoOyaunemusi [158]. ¥V 24 HOBOPOXKIEHHBIX HHU3KHE IMOKa3aTesd ObLIN
CBS3aHBl C HEJOHOIIEHHOCTBIO, 13 gJeTel ObUTM POXKIEHBI OT Marepei,
MOJIYYaBIINX MUMMYHOJIEIIPECCAHTHI BO BpeMsi OEpEeMEHHOCTH — a3aTuomnpuH (9),
Mepkanronyput (1), azatuonpun u takponumyc (1). ¥V 2-x nereéd ¢ cuHIpoMoM
HuJlxopmxu u y 43 c¢ cunapomom JlayHa ObUTM 3apervcTpupoOBaHbl HU3KHE
ypoBan TREC. B 29 cnydasx HE YCTaHOBIIGHO SIBHOW TPHWYMHBI CHIKEHHBIX
noka3zareneii, onnako yposau TREC u KREC nopmanuzoBanics co BpeMeHeM.

PerpocniexktuBHOE 06CiemoBanre 13 marMeHToB ¢ pa3IMYHBIMUA BapUaHTAMU
SCID, BemonHeHHoe B Kanane ¢ wucnonb3oBaHMEM apXWBHBIX ['aTpu-kapr,
CBUIETEIBCTBOBAJIO O  TOM, dro ompeaeneane TREC — mosBomsier
unentuduimposats T-orpunarenbbiii SCID u T-orpumarensawid TTW. Jlns
BbIsiBJICHUsT JApyrux BapuanTtoB SCID oOcnenoBaHue HOBOPOXKICHHBIX OKHO

BKJIKOYAaTb HOHOHHHTGHLHBIﬁ ueneHaHpaBneHHmﬁ CKPHMHHHI' 9THHYCCKHUX MYTaHI/Iﬁ

[189].
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CKpHUHMHT NpU3HAH SKOHOMHUYECKHU BBITOJHBIM BO Ppaniuu [199] u npyrux
cTpaHax mupa [56, 143, 102, 204, 114, 67].

Nnentudukamusa aereit co SCID sBasercs OCHOBHOM IENBbIO MpOrpaMm
CKpUHHMHTa HOBOpPOXkAEHHBIX Ha ocHOoBe TREC. Opnako cTano O4eBUIAHBIM, UTO
konmuecTBO TREC nu KREC y HOBOpOXIE€HHBIX MOXXET ObITh CHUKEHO HE TOJIBKO
npu TKN/I, Ho n npu apyrux IIM]JI, HecMOTpst Ha TO, YTO CTENEHb T-KJIETOYHOU
TuM(ONIEHNH  HE  COOTBETCTBYET  KIACCUYECKUM  KPUTEPHSIM  TSKEJIOTO
KOMOMHUpOBaHHOTO HMMYyHoneduiura [89, 151, 159]. C mnomompio TREC-
aHanu3a yJaercss UACHTU(PUIMpPOBaTh MPUMEPHO Y2 TALMEHTOB C aTaKCUEH-
TEJICAHTUAKTa3uen u cuHapoMoM Buckorra-Ongpuua [149, 155, 136]. Kpome
toro, ypoBeHb [REC yMeHbmiaercas u 1pu  JTuMQONEHUSX  APYTroro
MPOUCXOXKJCHUSI, BKIOYass HMHQPEKIUU, ONyXOJu, ayTOMMMYHHbIC  WJIU
ayToBocHaIUTENbHBIC 3a001eBanus [155, 181, 154, 27, 13, 226].

Huskue ypoBau TREC Oblii 0OHApy»KEHBI Y €TeH ¢ CUHIPOMOM JCJICIUU
22q (Hdulxopaxu) acconuanueit CHARGE (rna3nas kojioboma, HOpOKH cepala,
aTpe3usi X0aH, aHOMAaJIMHU yXa, MOYETIOJIOBOM CHUCTEMBI), a TAKXKE y TMAlUEHTOB C
tpucomuend 21 xpomocomsr [158, 119, 196, 233, 154, 182, 136], urto
MpeapacnoyiaraeT K OmacHbIM IS KU3HU MH(EKUUSIM B cBs3u ¢ aeduiutom T-
JTUMQOIUTOB.

BepositHocTh Bepudukanuu cunapoma Jdu/xopmku npu NBS Bapsupyer B
3aBucuMocTH OT cpe30oB TREC u T-KJIeTOK, yCTaHOBIEHHBIX KaXXJI0W IPOrpaMMoOi
ckpuHuHra. Hanpumep, B nporpamme NBS mirara Kanudopuust u Apyrux mraros,
B KOTOpPbIX 3HaUMMBbIA T-kiierounslii geduuut omnpenensercs kak <1500 T-
/MK, TIpH CKPUHUHTE UACHTUGUIIUPYETCs okojo 5% paeteit ¢ aenenuenn 22,
UMEIOITUX HauMEHbIIIee KonndecTBo T-nmumbonutos [136].

B mpocnexkTuBHBIX MUIOTHBIX HCCIEAOBAaHUSAX C HCmoib3oBanneM [REC
OblI0  BBIABIICHO MHOTO mnarueHToB ¢ TKUJI[ 6e3 wuaeHTHdUIMpyeMoit
MOJIEKYJIIPHOM MPUYUHBI, KOTOPbIE HYXJUIUCh B KIMHUYECKON XapaKTEPUCTHUKE

1 qoJirocpouynoM Haomonennu [104, 152, 155, 137].
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B uzBectHOM uccnenoBanun Kwan A. ¢ coant. (2014 1.), uz 411 nereii ¢ T-
Kierounor nmumonienuen, He acconuupoBanHoit ¢ TKUJ, 136 (33%) umenn
BPOJKJICHHBIE CUHJIPOMBI, CBSI3aHHbIE ¢ HapylieHueM T-muM@OIUTOB, B TOM YHCIIE
cuaapom Ju/lxopmxu (57%), 6onesns Jlayna (15%), Jlyn-bap (3%), DnBapaca
(3%), CHARGE (2%) u npyrue peakue cunaapomsl [155]. B crpykrype 117 (28%)
Clly4aeB BTOPUYHBIX T-KJIETOYHBIX Je(EKTOB IUarHOCTUPOBAIUCH MOPOKH Cep/ia
— 30 (26%), MHOXECTBEHHbIE BpOXKJeHHbIe aHoManuu — 23 (20%), cocynucras
maibshopmarus (13%), nopoku XKKT, Bkimrouas ractpommmsuc u arpesuu (13%),
JeHKeMuss  HOBOpokIeHHOro (4%) w  HeusBecTHas mnpuuuHa  (26%).
Henounomenusie aetu coctaBuiu 29 (7%). Ha nonto nereid, numeronux croitkyro T-
KJIETOYHYIO JIUMQONECHUI0O U WMMYHHYIO JUCQYHKIMIO C HEBBISICHEHHOU
MoJIeKyIsIpHO-TeHeTndeckoi npuanHoi (CID) npuxommmocs 12 (3%) [155].

Oyukiuun T- u B-nuMmdouutoB y 3TUX JeTell €O BpPEMEHEM MOIJIH
HOpManu3oBaThcsi. OJIHAKO HX JIMHAMHYECKOE OOCIe/JOBaHWE M HAOJII0JCHUE
CUMTAIOTCS UYPE3BBIYAHO BaXHBIMM 11 HWMMYHOJOTHH W  KIWHUYECKON
MEJUIIMHBI, TOCKOJBKY TPEJOCTABISIIOT BO3MOXKHOCTh  HMJIEHTU(DHUIIMPOBATH
reHeTudeckue nedexTel pa3zButus T-mMMQPOLMUTOB, HE H3BeCTHble paHee [136,
155]. Mnanennam ¢ Hu3kuM ypoBHeM TREC mo mo0oil npuymHe peKkoMeHIyeTcs
nanbpHeiee HaOMoJAeHUE Y KIMHUYECKOTO HMMYHOJIOTa J0 TeX Iop, TOoKa
KOJMYEeCTBO T-TMMQOIMTOB HE HOpManmu3yercs. lIpm 3TOM MeponpusTus,
MPEeAyNpeKIaA0IIMe pa3BUTUE WHOEKIUHA, MOTYT BKIIOYATh MPOOUIAKTHUYECKYIO
aHTUOAKTEPUAIbHYIO TEpaNuio, MHPY3UU MPernapaToB UMMYHOIJIOOYJIMHOB, OTBOJ
OT BakKIMHAIIMM JKUBBIMH BaKIIMHAMH, MEpPhl IMPEAOCTOPONKHOCTH  TIPH
nepenuBanuu kposu [154, 182, 136, 185, 192]. Jersm, y KOTOpbIX ypoBeHb T-
auM@OIIMTOB HE BOCCTaHaBJIMBaeTcs, MoxkeT moTpeboBathes TI'CK [154, 182,
136].

Huskue mnokazarenn TREC omnpenensitorcss y HEJIOHOIICHHBIX JCTEH,
poauBmuxcsa 10 30 Hemenb OepeMeHHOCTH ¢ Maccoil Tenma menee 1500 .

KomnuectBo T-1umpoIuTOB OOBIYHO HOPMATTU3YETCS C TEUCHHEM BpeMmeHH [155].
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B pspe wucciemoBaHWii yCTAaHOBIIEHBI 3HAYMMBIE KOPPEISAIUU  MEXKITY
ypoBHssMH TREC u kKomudecTBOM MMMYHOKOMIIETEHTHBIX KieTok — TREC/CD3,
TREC/CD4 [229, 147, 226], uTto, BeposATHO, cBsA3aHO ¢ TeM, uTo TREC sBastoTcst
npsIMbIM MapkepoM Bbixoja T-nmum¢ponuToB n3 tumyca [184]. B uccienoBanuun
Korsunskiy |. ¢ coaBTopamu ormedena Takke koppemsuus mexay KREC u
konmuectBoM CD19-nmumdornuros [226].

B pabore poccuiiCKMX HCCIIEIOBaTENel MPEACTABICHBl PE3YJIbTaThI
HEOHATAJIBHOTO CKpUHUHTA Yy 17 476 HOBOPOXIEHHBIX JIeTed, BHIIIOJIHEHHOTO B
paMKax MUJIOTHOTO TMpoekTa B nepuoi ¢ 1 Hosops 2017 mo 30 centsiopst 2018 .
[49]. 'pynna OOJBHBIX C BEPOSTHBIM MEPBUYHBIM UMMYHOAEC(PUIIMTOM COCTAaBHIIA
0,09%, rpymnma mamueHToB ¢ mepBUYHBIM HMMyHoAedpuiutom — 0,017%, uro
MOKET CITYKUTh OCHOBAHHEM I BHEJAPECHHS MYJIbTHILUICKCHOTO aHanu3a TREC u
KREC B cyxux nsaTHax kpoBu Ha Guthrie-kapTax HEOHATaJIbHOTO CKPUHHUHTA IS
pannero BesiBieHus [ 1N/ B Poccuiickoit @eaepannu [49].

YcranoBneHo, 4to ypoBeHb TREC MoxeT cHmXaThCs MpU MOPOKax
paszButus XKKT, anHomanusx cep/ia u CoOCyJI0B, a TAaKKe HEOHATAIBHOM JIelKeMuu
[154, 182, 136, 155, 181, 77, 202, 180].

PestoMupysi uM3oxkeHHOE, ClIeyeT OTMETHTh, YTO B KaXKJIOW CTpaHE €CTh
CBOM COOOpakeHHs oTHOocUTeNbHO BKIodeHUs TKUWJ] B maHenum HeoHATaIbHOTO
ckpuHuHTa. OJHAKO YYUTHIBAS PacCHpOCTPAHECHHOCTh KOMOWHHPOBAHHBIX W
rymopanibhbix [IU]], Tsoxensiif, Hepeako ¢araiabHBIN, Xapaktep 3a0oieBaHus,
3¢ (HEeKTUBHOCTh paHHEH UMMYHOPEKOHCTPYKTUBHOM M 3aMECTUTENbHOW Tepanuu,
IPOCTOTY U JEHIEBU3HY Ja0OpaTOPHOTO OMNPEAEICHHUs] 3KCIU3MOHHBIX KOJIel]
peapaHKUpPOBKH T€HOB

T- wu B-ximerounsix peuentopos, [IMJl sABnsAOTCS HaeanbHBIMU
KaHIUJaTaMy JJis BKIJIIOUYCHHS B CHUCTEMY HEOHATAJIbHOTO CKPWHUHTA Kak B

Poccuiickoit @eneparuu [13, 56, 49, 226], Tak 1 B OOJNBIIMHCTBE CTpaH Mmupa [143,

102, 204, 114, 67].
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I'naBa 2. MatepuaJjibl 1 METOAbI HCCJIEIOBAHUSA

JluccepTalioHHOE HCCIEA0BaHNE MPOBOAMIOCH Ha Kadeape UMMYHOJIOTHU
¢ kypcom IO ®I'BOY BO «CtI'MVY» B pamkax kadenpanbHoit tembr HUP
«AKTyallbHbIE aCHEKThl MaTOreHe3a, KIWHUKH, JIMarHOCTHKA U  JIEYEHUs
UMMYHOMATOJIOTUYECKUX 3a00JIEBAaHUIN.

Ha mnepBoM »sTame wuccineqoBaHHs OCYIIECTBIEHA HHUAEMUOJIOTHYECKAs
XapaKTepUCTHKA MEPBUYHBIX MMMYyHonaeduuuToB B CTaBpomoibckoM kpae. s
CO3JIaHUsI PETUCTPA B 35 pallOHHBIX U TOPOACKHX OKpyrax CTaBpOIOIbCKOTO Kpas
Obuta coOpana uHpopmanus 000 Bcex marueHtax ¢ [IM]J[, ycTaHOBIEHHBIX B
teuenne 10 net (2009-2019 rr).

C6op wunpopmanum Ha Tepputopun CK mnpoBogwics cpeau nereil u
B3pOCHBIX ¢ auarHoctupoBaHHbiM  [IM]I, BKiIO4Yass TEHETUYECKH  HE
Bepu(UIIMPOBAHHBIE HA MOMEHT perucTpanuu nanueHnta ¢opmbl. Perucrpanus
OOJBHBIX C BPOXKJICHHBIMU OIMOKAaMU MMMYHHUTETa OCYIIECTBIIsLIach Ha Kadeape
umMmyHouioruu ¢ kypcom 11O CtI'MY, rae Ob11 co3nan nokanbHblid peructp [TA]
CraBpononbckoro kpas. B 2018-2019 r. ceenenns o marmentax [N CK Obputn
WUHTETPUPOBaHBI B IeKTpOHHBIN peructp PD [55]. [lnarnos [11]] ycranaBnuBaics
B COOTBETCTBUM C JMarHOCTHYECKMMH KpuTepusiMu EBpomelickoro ooOiiectsa
ummyHoaedurmros (ESID) [133].

CkpununHroble Tectbl Bepudukauuu [IN/] Ha 3Tane nuarHoCTHYECKOro
MIOMCKAa BKJIFOYAJIA ONPENEICHUE YKCIU3UOHHBIX KOJEI| peapaHK KUPOBKU I'eHOB T-
u B-kmerounsix penentopoB wmetoqom TREC uw KREC B kianHHKO-
nuarHoctuyeckoi nadoparopun I'bBY3 «II'Kb Ne9 um. I'.'H. Cnepanckoro /I3M»
(Mockga), maboparopun DPI'BY «HMUL[ AT'OU wum. Amutpusi PoraueBay
Munsnpasa Poccun (MockBa), KIMHUYECKMI M OMOXMMUYECKUN aHAM3bl KPOBH,
OTpe/ieNICHNE CHIBOPOTOYHBIX UMMYHOTJIOOYJIMHOB, YPOBHS 00ILEr0 KOMIUIEMEHTA,
C3, C4 — KOMIOHEHTOB KOMIUIEMEHTA, TECT BOCCTAHOBJICHUSI HHUTPOCHUHETO
terpazosiust (NBT-tect), mMMyHOpEHOTHIUpPOBAHHE C TOMOIIBIO MPOTOYHOU
IUTOMETpUH B otaeleHuu sabopaTtopHoi muarHoctukun AHMO «CKKL»

(CraBpomnoin).
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BoibmMHCTBO TMAMEeHTOB, BHECEHHBIX B peructp (65,9%), mnponuu
obocnenoBanue Ha 6aze PI'BY «HMUIL AI'OU um. dmutpus Porauesa», PJIKb
OI'bOY BO PHUMY um. H.U. [Tuporosa Munsznpasa Poccun (Mocksa), ®I'BY
«I'HL] Mactutyt nmmynonorun» ®MBA Poccnn (Mocksa). B nocnenyroniem ux
JTUCTIAHCEPHOE HaOJII0ICHUE OCYIIECTBIISIOCH B ajyieprokabuHeTe
koHcynbTatTuBHOUM nonukianHuku ['bY3 CK «CKKby» (CraBpomnosns) u B kabuHeTte
aJJIEProJIOTUU U UMMYHOJIOTUM KOHCYJIbTaTUBHO-/IMATHOCTUYECKON MOTUKIMHUKA
I'bY3 CK «KJKb» (CtaBpomnois).

MonekyIIspHO-T€HETUYECKOE HCCIEIOBAHUE OCYIIECTBIIOCh Ha J3Tare
YTOUHEHHUSI JIMarHO3a BO BpEMsl TOCHUTAIU3AIMU MAIMEHTOB B (QeaepaibHbIC
HEHTpPHI B Jlaboparopun mMoJekyisipHon ouonorun «HMUL AT'OU um. Jmutpus
PoraueBa» MeTo0M MPSIMOT0 CEKBEHUPOBAHUS KOJUPYIOIIUX 00JIacTel T€HOB 110
Cenrepy W MTOJTHOT€HOMHOTO CEKBEHHUPOBAHUS NGS (manenb
UMMYHOJIOTHYECKasi).

MartepuaioM sl CO31aHUs perucTpa ObUIA BBITUCKUA U3 UCTOPUI 00JIE3HU
naupeHToB I'BY3 CK «KIKby», I'BY3 CK «l'opoiackas nerckas KIMHUYECKas
oonbauIa M. . K. ®dununmnckoro» (CraBponons), « HMULL ITI'OU um. mutpust
Porauea», PJIKb ®I'bOY BO PHUMY wum. H.W. ITuporosa, ®I'BY «I'HI]
Nuctutyr ummyHnonorun» OMBA Poccuu, I'bBY3 «AI'Kb Ne9 wum. I'.H.
Cunepanckoro JI3M» (MockBa), oTaeleHus KIMHu4Yeckoi umMMmyHosioruu ®I'bOY
CIIoI'MY MunzapaBa Poccun (Cankt-IlerepOypr), [lerckoit OONBHUIBI T.
[Tropuxa (Children's Hospital Zurich), a Taxke KapThl JAUCIAHCEPHOTO
HaOMIOACHUS, MEIUIIMHCKUE KapThl pebenka (¢.0260), MeauIMHCKHE KapThI
cTarmoHapHoro OosbHOTO. OO0s3aTETHFHBIM YCIOBUEM BKIIOUCHUS B PETUCTP
ObLJIO MOAMMCAHWE MAlMEHTOM WM €ro 3aKOHHBIM  IIPEJICTaBUTENIEM
MH()OPMUPOBAHHOTO COTJIACHS.

Peructp  mepBUYHBIX ~ UMMYHOAC(PHUIIMTOB  TPENCTABISAECT  COOOM
ANIEKTPOHHYIO 0a3y JaHHBIX, COJAEpXKaIIUX YHUPUIMPOBAHHYIO HHGOPMAIUIO O

nmanuentax ¢ I[IA. Jlns cucrematM3anvy AAaHHBIX PEECTP COACPKUT TOJHBIN

46



BCTPOCHHBI NEPEYEHb JHATHO30B M I'€HOB B COOTBETCTBUM C MEXKIYHAPOJIHOMN
kinaccudukanuei 1UIS [129].

KoHcTaHTHas yacTh perucrpa coAepKUT aHKETHBIE 1TaHHbIe, BapuabeabHas —
uHPOpPMAIIMI0O O JAMarHo3€e, OCHOBHBIX KIMHUYECKUX TMPOSIBICHUSAX, BO3pPaCTe
HOSIBJICHUSI NEPBBIX CUMIOTOMOB M BEepU(PHUKALUU IUArHo3a, UMMYHOJIOTHYECKUX
HapyLIECHUsAX HAa MOMEHT YCTAaHOBJICHHMS JHMArHO3a, TEPAMM, NPU HAIWYAA —
uHpopMaInio 00 yCTaHOBJICHHBIX TEHETUYECKUX JIe(hEeKTax.

IIpn aHanu3e MAHHBIX OCYLIECTBISIM OLEHKY PaclpOCTPAaHEHHOCTH TPy
BPOXKJICHHBIX MMMYHHBIX HapylI€HUH B COOTBETCTBHM C Kiaccu(ukaiuen
MexayHapoaHOTO coro3a MMMyHoormdecknx coobmects — IUIS [21, 133], a
TaKk)K€ OTHENbHbIX Ho3ojormyeckux (opm I[IMJ] c yderom pe3ynabTatoB uX
MOJIEKYJIIPHO-T€HETUYECKOTO MOATBEpKAeHUs. [[poBoAMIN N3ydYeHHE TeHIEPHOrO
COCTaBa MALMEHTOB, BO3pacTa MOSBICHUS MEPBBIX CUMITOMOB, a TaKK€ BPEMEHH,
3aTPA4YeHHOr0 Ha MOCTAHOBKY Auar”o3a. CpokH 3aJep>KKU JHAarHo3a BBIYHUCIISIN
KaK pa3HHIly MEXIy AaTol maHudecTtanuu 3a00JeBaHUS U AaTOW BepudUKaIUU
quargo3a. [lo  pgaHHBIM  MEIMIMHCKOM  JOKYMEHTAalMM M pe3yJbpTaTaM
JUMCIIAHCEPHOTO HAOMIOJIEHUS MPOBOJMIM y4eT HWH(DPEKUMOHHBIX OCIOXKHEHUU U
KOMOPOH/IHOM MaTOJIOrMH y MalMEHTOB, a TAaKXKe 00beMa MoJIydaeMoil Tepanui.

Ha BTOpOM 3Tane uccinenoBanus ObUI MPOBEAECH PETPOCHEKTUBHBIN aHATU3
CYyXHX IIITEH KPOBH Ha KapTax HEOHATAJIBLHOIO CKpMHUHIra 49 yMmepumnx aereu 3a
nepuoj ¢ 2013 mo 2017 rr.

KpoBb Obin1a B3aTa Ha QuuibTpoBaibHbie KapThl 903 Wallac Russia CE Card
(GE Healthcare Bio-Sciences Corp, USA) muisi OCYIIECTBICHUS HEOHATAILHOTO
CKpUHHMHIa HOBOpPOXIeHHBIX. Gathrie-kaptel XxpaHwiuch B JabopaTopuu
HeoHatalbHOro cKpuHUHra I'bY3 CK «CraBpononabCKuil KpaeBOM KIMHUYECKUN
nepuHaTaibHbIN HEeHTp». s uccnenoBanust ObuiM 0TOOpaHbI CyXHe MATHA KPOBU
JeTe C TSKENbIMU HMH(EKIMOHHBIMH 3a00JIEBaHUSIMHU, IOATBEPKICHHBIMH B
KJIIMHAYECKOM U MaToMOP(OJOrnYeCKOM JUArHO3€ B KaueCTBE OCHOBHOW MPUYHHBI
JeTanbHOrOo wucxona. Ilpum kauHWYECKOW W MAaTOMOPQOJIOTHYECKOM OIeHKaX

ymepuux aeted uenoip3oBad apxuBHbId MaTepuan ' bY3 CK «KIKb», I'bBY3 CK
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«KCKWB» (CraBporoinb), a Takke Npo3eKTypbl KpaeBOil KIMHUYECKOW OOJbHULIBI
(I'bY3 CK «CKKby», CraBpomonb) u Kadeapbl MMaTOJOTHYECKOW aHATOMUU
OI'bOY BO «CraBponoJibCKUi rOCY1apCTBEHHBIN MEUIUHCKANA YHUBEPCUTET.

HccnenoBanue 3KCIU3UOHHBIX KOJEL peapaHXKMPOBKH I'€eHOB T-KJIETOYHOTO
peuenTtopa W PEKOMOMHAIMOHHBIX KOJICL Kallla-JeJeIMOHHOr0 3JIeMEeHTa
MPOBOJUIOCH B KIMHUKO-AuarHoctuueckout adoparopuu ['bY3 «II'’Kb Ne9 um.
I".H. Cnepanckoro JI3M» (Bpau I'opaykoBa M.A.) Komuuecteo TREC u KREC
Onpenessuioch MeTonoM KonudecTBeHHOW [IL[P B pexnme peanbHOro BpeMEHU
[41].

Oxcrpakuusa JJHK n3 cyxux nsaTeH KpoBU Ui IPOBENECHUS KOJNYECTBEHHON
[TIP BemosHsnack ¢ nomomibio Habopa «IHK-cop6-B» (Ammuucenc, Poccust)
(«AmmuulIpaiim Pubo-npen»). Mynbtumniekcaas [1I[P-PB B pexume peanbHOro
BpeMeHHU ocyiecTBisiack B amiindukatopax CFX96 (“Bio-Rad”, USA), Rotor-
Gene 3000 (Corbett Research, Asctpamus) u ABI 7500 (Applied Biosystems,
CIIA) ¢ moMouipl0 OTEYECTBEHHOW MYJIBTUILIEKCHOM TecT-cucTteMbl T&B Test,
paspaboranoi B UHUXBOM CO PAH (HoBocubupck) u HoBocubupckom
rocynapctBeHHOM yHuBepcurete coBMecTHO ¢ ['BY3 «AI'Kb Ne9 um. I'.H.
Cnepanckoro J13M» (Mocksa) [41].

B xonme ompenenenus TREC u KREC 6 pgereli ObutM HCKIIOYEHBI W3
uccienoBaHus B CBA3M ¢ moxod ammudukanmert JHK. B pesynbrare
MIPOAHANIM3UPOBAHKI IaHHbIE 43 ymepiux aerei (27 ManbunkoB U 16 geBoyek).

JUis  kaxzaoro oOpasua aHaidu3 BBIIOJHAJICA B 3-X TMOBTOpax, IS
MOCTPOEHUSI  KaJTUOPOBOYHBIX KPHUBBIX  HCHOJB30BAINUCH  KaIUOpaTopel C
xoHuenrpanueir 107, 10° 5*10° kommit/mu. Kommuectso kommii JJHK B
aHAIM3UPYEMbIX 00pa3ax pacCUYUTHIBAIOCH C TOMOIBIO KATUOPOBOUYHBIX KPUBBIX,
UCronb3ys nporpammuoe obecredenue (Bio-Rad CFX Manager (Bio-rad, CIIIA)
WIM COOTBETCTBYIOIIETO aMmIumudukaropa. [ns ygo6cTBa paboThl KIMHUYECKOTO
ummyHoJiora paccuutbiBayia oo TREC (KREC) wiu HauBHbIX T- 1 B- KieTok,

CyppOTaTHbIMM MapKepaMHh KOTOPbIX OHHU U SIBIFIOTCS, CpPEAM  KIJIETOK
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nelikonuTapaoro psaga (ma 10° neiikonuros) mo dgopmyne: TREC (KREC)= (kon-
Bo TREC (KREC) B 1 Mu1 / komraecTBo anms0ymuHa B 1 Mim)* 200 [41].

Hnst  onpeaenenus d(PPEKTUBHOCTH METOJA HKCUM3UOHHBIX  KOJIEI
peapaH KUPOBKHU IeHOB T- M B-KIIETOUHBIX PELENTOPOB KaK CKPUHMHTOBOTO TECTA
JUISL IPAKTUKYIOIIETO UMMYHOJIOTa B paboTe MpoBeIeH aHaiau3 pe3yibratoB TREC
u KREC y 15 nanueHToB ¢ HacTOpakKUBarOUUMU Mpu3Hakamu BpoxkaeHHbix UJIC.
7 nereit Obul OTOOpaHBI BPAaYOM-HMMYHOJIOTOM Ha dTale JUarHOCTHYECKOTO
noucka cpeau OonbHbIX, rocnuTanusupoBaHHbix B I'BY3 CK «KIKb»
(CraBpomnonn), 8 ngereil ¢ NO3MHUM HEOHATAJIbHBIM CEICUCOM OO0CIIeIOBAHbI
BpauOM-HEOHATOJIOTOM B paMKax MWIOTHOro mnpoekra Ha 6aze I'bY3 CK
«CTaBpOIOIbCKUI KPAaeBOW KIMHUYECKUI NIepUHATaIbHbIA HEeHTp Noly.

Uccnenoanme TREC u KREC mnpoBommioce Ha 0a3e KIMHHKO-
nuarHoctuyeckoi adoparopun I'bY3 «II'Kb Ne9 um. I''H. Cnepanckoro [I3M»
(Mockga). UMMyHOGMEHOTUTUPOBAHKE KIIETOK KPOBU OCYIIECTBIISLIA B OTICICHUU
KIMHUYecKon  sabopatopuoit  auarHoctukn AHMO  «CKKK/I»  (Bpau
KJIIMHUYECKOM aboparopHoit nuarHoctuku JymmunHa JI.B.).

ConepxaHue JIEUKOLMUTOB, JTUM(OUUTOB U CyOnomyiasiuuii JuM(OUUTOB
OTpENEISUIM  METOJIOM  OAHOIIAT(MOPMEHHOW  TEXHOJOTHU  TETEPOreHHOTO
reUTUpOBaHMs IO MaHIeHKonuTapHoMy Mapkepy CD45% wu  mokasaressim
CBETOpAaCcCeMBAHUS C TPUMEHEHHEM KanuOpoBouHBIX dactui Flow-Count
Fluorospheres dupmer Beckman Coulter, CIIA.

KonuyectBo cyOmonmynauuii  auM(GOUUTOB OLEHUBAIIM HA Ja3epHOM
nporouHoM nuromerpe Cytomicx FC 500 ¢upmer Beckman Coulter, CIIA c
MOMOIIBIO OJTHO- U JByXmapaMmerpudeckux peareHToB juauu [QTest: CD19-PC5,
HLA-DR-PC5, CD3-FITC/CD4-PE, CD8-PC5, CD3-FITC/CD (16+56)-PE,
CD45-ECD ¢upmbr Beckman Coulter, CIIIA

Omnpenenenue ceiBopoTouHbix IgA, 1gG, IgM ocymecTBasiim ¢ TOMOIIIBIO
peaktuBoB ¢pupmbl Beckman Coulter, CILIA, MmeTo1oM UMMYHOTYpOUAMMETPUN HA
aBToMaTH4eckoM OmoxummueckoMm ananmmzatope AU 680 500 dupmbr Beckman

Coulter, CIIIA.
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JInsi  OUEHKM  KHUCJIOPOA3aBUCUMOW  METa0OJUYECKOM  aKTUBHOCTHU
HerTpodmioB kpou mpooauan HCT-tect B momudukanuu A.H. MasHCKOTO 1
M.E. Buxcmana (1979). ®arouumtapHyr0 akKTHUBHOCTh HEHTPO(DHUIOB KpPOBU
UCCIIEIOBAIM C TIOMOIIBI0 TecT-cucTeMbl (yactuilbl jatekca) (Opevipnun U.C.,
1986).

CratucTuyeckuil aHanu3 JaHHBIX OCYIIECTBISUIM C TIOMOIIBIO ITaKeTa
npukiaaHeix mporpamMm «Primer of Biostat 4,0», «Attestat 10.5.1.», Statistica 7.0
for Windows. KonwuecTBeHHbIC 3HAauYCHHs MPEACTABISLUIA B BHUJC: MEIAMAHBI U
UHTEPKBAaHTHILHOTO (25 u 75 mporentrian) pasmaxa (Me (Q1-Q)) wim MemuaHbl
(MUHUMaJIbHOE; MaKCUMallbHOE€ 3HaueHue). CTaTUCTUYECKYH0 3HAYUMOCTH
pasIuuuii Ka4eCTBEHHBIX IIPU3HAKOB OLEHMBAIM C IIOMOINBIO KPHUTEPUS >
[Tupcona. Jlnsi OUEHKM MEXIPYINIOBBIX PA3IMUAN KOJWYECTBEHHBIX IMPU3HAKOB
OPUMEHSUTM  OJHO(AKTOPHBIA JAUCIEPCUOHHBIN aHanu3, kputepun Kpyckaia-
Yomnuca, Heromena-Kebinca, [lanHa. CTaTUCTHYECKH 3HAYUMBIMH CUHUTAIH

paznuuus npu p<0,05.
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I''TABA 3. SQJIIMJAEMHUOJJIOTHYECKASA XAPAKTEPUCTHUKA U
JAUATHOCTUYECKHI CKPUHHMHI' BPOXXJIEHHBIX WMMYHHBIX
HAPYIIEHUM B PETUCTPE CTABPOIIOJIbCKOI'O KPASI

3.1. DnuaeMmnos0rusi NepBUYHBIX HMMYHOAe(UIIUTOB U BPOKICHHBIX
PacCTPOIiCTB MMMYHHOI pery/siiuu y nanueHToB CTaBponoibcKoro Kpas

B mepwon ¢ 2009 r. mo wmiomp 2019 © B CTaBpOomoiabCKOM Kpae
3aperucTPUPOBaHO 88 MAIMEHTOB C BPOXKJICHHBIMU OIIMOKaMH UMMyHHUTeTa. Ha
MomeHT aHanm3a (utoab 2019 r.) xusst 79 (87,4%) namuenTos, 6 (6,8%) ymepiu,
3 (3,4%) notepsiHbl 11 HAOMIONCHMS, U MUX >KU3HEHHBIM CTAaTyC HEBO3MOXKHO
OLICHUTb.

MunumaneHas —pacnpoctpaneHHocTs [IMJ[  Oblma  paccumrana  Kak
3,1:100000 (1:31764) wnaceneHusi. COOTHOIICHHE TAIMEHTOB >KEHCKOTO U
Mysxckoro moia: 1:2,03 (29:59).

Hdemorpagus. B xoropre xkuBbix nauueHTtoB ¢ I[IMJ[ B CK Ha moMeHT
uccienoBanusi npeoodnanaoTt aetu — 59 (74,7%), uyTo coBmamaeT ¢ JIaHHBIMU,

npeCTaBICHHBIMU B peructpe PO, — 1677 (70,3%) (puc. 1).

0,
80 % 74,7
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40
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30 25,3
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0o 18 net cTapwe 18 net

mCK m PO

Pucynox 1 - Jlemorpaduueckas xapakTepucTHKa >XUBbIX mnamueHtoB IIM]J] B peructpe
Craspormnonbckoro kpas (N=79) (uroup 2019 1.)
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Ha nonto nereid mepBoro roja xu3Hu npuxoaurcs 1 (1,3%) nanueHt, ot
roga o 5 mer — 11 (13,9%), ot 5 mo 10 et — 26 (32,9%), ot 10 mo 18 net — 21
(26,6%). B rpynmy B3pocabix narueHToB BXoauT 20 (25,3%) uenoBexk.

Menmnana Bo3pacra manueHtoB peructpa CK cocraBmser 10 (5,4; 17) ner.
Camomy muaimieMy ManueHTy Ha MOMEHT aHajlu3a OKa3aJloch 3 Mecsla, CaMOMY
crapuieMy — 74 roma. BocemMb OonpHBIX B rpymme B3pocibix (40%) —
MOB3POCIEBIINE MAI[UEHTHI, TMArHO3 KOTOPHIM OBLI MOCTABJICH €IIe B IETCTBE.

Menaunana Bo3pacTa neauaTpuueckoil koroptel peructpa — 7 (5; 11,2) ner,
caMOMy MJIQJIIEMy NAlMEHTy — 3 Mecsua, camomy crapuemy — 17 ser 10 mec.
Menunana Bo3pacta B3pociblx mamueHtoB — 26 (20,7; 42,5) ner, camomy
MJaaueMy nanuenrty — 18 jer, camomy crapuiemy — 74 roza.

Peructpanus G0JIbHBIX ¢ BPOXKJICHHBIMU UMMYHHBbIMH HapyiieHusiMu B CK
ununuupoBana B 2009 roxa, B 2015 r. Ha xadeape ummynonoruu CtI'MY Obin
co3naH JokanbHbli peructp [T J] CtaBponoabckoro kpas.

bonpmas yacte manumeHToB (65,9%), BHECEHHBIX B PETUCTP, IPOLLIH
obcnenoBanne Ha 6a3e Ha 0aze OI'BY «HMMUILL JII'OU um. Imutpus Porauesay,
PAKbE ®I'bOY BO PHUMY wum. H.U. I[luporoBa MunsznpaBa Poccuun, ®I'GY
«I'HL] Uuctutyt ummynonorun» ®MBA Poccun (MockBa), Tie BepudunupoBan
nuarno3 IIMJI. B 2018 1. cBegeHus O TMaluMeHTaX C  IEPBUYHBIMU
uMMmyHoaeuitamu B CK ObLiIM HHTErpUpOBaHbI B AJIEKTPOHHBIN peructp PO.

Cnenyer OTMETUTH CYILIECTBEHHOE YBEJIMYEHUE KOJINYECTBA
3aperuCcTpUpOBaHHbIX marueHToB B 2018-2019 r., Onaromapss COBMECTHBIM
YCWIHSIM BceX perioHoB Poccun o padote ¢ anekTpoHHbIM peructpom [TUJ] PO,
co3manHbM B 2017 r. mo mHunuatuBe HannoHansHOM AccouMaliui SKCIEPTOB B
oomactu [T (HADITU) (puc. 2).

Taxk, npupoct B 2017 r. coctaBui 16 marmenTos, B 2018 r. — 20, B 2019 1. —

14 0OJIBHBIX.
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Pucynok 2 — Peructpanus nanuentos c¢ [11]J] B CK ¢ 2009 o 2019 rr.

OcuoBable rpymmsl  [IMJI B peructpe

HO30J10rHYecKuMH hopMamu (Tadi. 1).

CK npeacraBnensl 27-10

Tabmuua 1 — Pacnpenenenue nepBUYHBIX UMMYHOJE(PHUIIMTOB B KOTOpTax

neteit u B3pocisix B peructpe CK (uronb 2019 1.)

rpymnmna kareropus 1A/ Bcero | 7KuBble manmueHTsI ¢
no (n=88 )| n3BeCTHBIM :KH3HEH-
MCHO HBIM CTATyCOM
(n=79)
<18 ser |=>18 mer
(n=59) | (n=20)
| JleeKThI KJIIETOUHOTO ¥ T'YMOPAJIbHOTO 3BEHHEB 6 4
ummynutera (SCID/CID)
T-B+SCID 2 1
T-B-SCID 3 2
Kom6uuauposaunsiii JIC veyrounennsiii (CID) 1 1
KomOnHupoBaHHbIE UMMYHOIE(UIIUTEI, 14 10
1 ACCOLMMPOBAHHBIE C CUHIPOMATIbHBIMU
MIPOSIBICHUSMHU
Cunnpom Buckorra-Onapuua (Wiskott-Aldrich) 3 3
Cunapowm Jlyn-bap (aTakcus-TeneaHrusKTasus) 7 4
Cunapom HeliMereHoBCKOro MOBPEKICHUS 1 -
(Nijmegen)
I'uniep IgE-cunapom (HIES) 1 1
AHTHIpOTHYECKAs SKTOIepMaIbHAs JUCIIIA3HS C
ummyHoedunurom (EPIDA-ID) 1 1
Cungpom u/xopmxu 1 1
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11l |[IpeumyiecTBEeHHO ryMOpalbHbIE Ne(EKThI 39 26 12
X-cuerutenHas aramMariooymuaemus (XLA) 1 1
OOmiast BapuabenpHasi MIMMYHHAsi HEIOCTaTOYHOCTD |4 - 4
(OBUH)
I'unep IgM-cuHIpPOM HEYTOUHEHHBIH 3 2
Jlebunut n3ommpoBanHoro nojakiacca 1gG 1 1
HemuddepenuupoBannas 2 - 2
THITIOUMMYHOTTIO0 Y TMHEMUS
Cenexrunblii gedurmt IgA (SDIgA) 28 22 6

IV [IIN]] c uMMyHHOU Jucperyisuuen 4 3
1.'emodarouuTapHblii TMM(OTUCTHOIIUTO3 C
runonurmenraruei (FHL):
Cunapowm I'pucuernu 2-ro tuna (Griscelli) 1 1
Cunnpom I'epmanckoro-Ilymmaka 4 tuma 1 1
(Hermansky-Pudlak)
2.AyTOMMMYHHBIE COCTOSIHHS C WK 0e3
mumdonponmpepannu:
APECED (APS-1) 1 -
3.AyrouMMyHHBIH TEMpoTpoTHdepaTHBHBIN
CHUH/IPOM HEYTOYHEHHBIN 1 1

V  |KonuuecTBeHHbIE U KaUECTBEHHbIE 1€(PEKTHI 9 8
(haromuToB
BpoxneHHbIe HEUTPOIICHUMU:
Hedunut smacrassr (SCN1) 1 1
Huknuyeckas Heirponenus (6one3ns Kocrmana) 1 -
JedexTsl aare3nu JeHKOIUTOB:
Cunapowm IlIBaxmana-/laiimonaa (Schwachman- 1 1
Diamond)
JleexTrl pecniupaTOPHOTO B3pbIBA!
X-clleTIeHHas! XpOHUUYEeCKas TpaHyieMaTo3Has 5 5
0oJe3Hb
AyTOCOMHO-pELIECCUBHAs XPOHUYECKAs 1 1
rpaHyJieMaTo3Hasi 00J1e3Hb

VI  |ledhekTbl BpOXKAEHHOIO UMMYHHUTETA -

VIl |AyToBocnanuTenbHbIe 3a00JI€BaHUS 7 6 1
HedekTsl nHpIamMMacoM:
CemMeiiHasi CpeTU3EeMHOMOPCKAS JTMXOPATKA 3 3
Cunapom CINCA (xpornueckuil nH(paHTUIBHBIN 1 1
HEBPOJIOTUYECKHUI KOKHO-CYCTaBHOW CUHAPOM)
(NLRP3 GoF)
Cunapom Mak-Yamica (Muckle-Wells) 1 - 1
Cunnpom Mapmaita (PFAFA) 2 2

VIl |IedexTsl cucTemMbl KOMILIEMEHTA 7 7

JleeKThl perynsun CucTeMbl KOMIUIEMEHTA
Jedunut naruduropa Cl 7 7

IX  |Denokomnuu, BEI3BAaHHBIE COMATHYECKUMU -
MYTaIUSIMH
Kpuonupunonatus (NLRP3)
Heyrounennsriii [11]] 2 2 -
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Haubonee gacteiMu SBisIOTCS AeEKThl TyMOPaIbHOTO 3B€HA UMMYHHTETA,
coctaBuBiue 44,3% (39), Ha BTOpOM MeCT€ MO PacHPOCTPAHEHHOCTH OKa3aluCh
KOMOMHHMPOBaHHbIE UMMYHHbIE HAPYIIEHUS C CUHAPOMAJIbHBIMU IPOSBICHUSAMH —
15,9% (14), Ha Tpethem — Hapymenus (aroruro3a 10,2% (9), Ha yeTBepTOM —
ayTOBOCHAJIUTENIbHbIE 3a00J7€BaHUsI M JE(QEKThl CHUCTEMBbl KOMILJIEMEHTA,
MIPE/ICTaBJICHHbIC B PaBHBIX A0sX — 8% (7), Ha msiToM — komOuHupoBanubsie UJ1C
(SCID/CID) n napyuieHuss IMMYHHOU peryisnuu, coctaBusime 6,8 (7) u 4,5%
(4) coorBercTBeHHO. Ha momo Heyrounenubix [MIU]] npuxomutcs 2,3% (2) (puc.
3). B peructpe CK He 3aperucTpupoBaHbl 1eEKThl BPOKICHHOTO IMMYHHUTETA U
¢dbeHokonuu, 00yCIOBICHHBIE COMATHYECKUMU MYyTallASMHU.

B crpykrype CK mno cpaBHeHuio ¢ peructpom P® wamie BcTpeuaroTcs
nedexTsl anTuTeoo0pazoBanus (44,3 u 28%, p<0,001) [55], paznuuuii mo Apyrum

KaTeropusM YCTaHOBJICHO He ObuIOo (puc. 3, 4).

HeyTouHeHHble;
2,3%

UmyHHas gucperynauus; 4,5%

e/ibHble ; 8%

Kom6uHupoBaHH
6,8%

AedeKrtbl
KomnaemeHTa; 8%

Pucynok 3 — Yactora [T1/] B peructpe CK
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AedeKTbl KomnnemeHTa,
10%

ayToBOCnanuTesibHble
;2%

AedeKTbl
KOMNNEMEHTa;

e, 8% 5%

MpOBaHHbIe;
9%

nedeKTbl...

MMMYHHas
BUCPErynaums;...
eyToueHHble, 7%
HEYTOYHEHHbIe;

AedeKTbl BpOXKAEHHOro UMMYHUTeTa; 1% 1%

AedeKTbl BpoXKAEeHHOro UMMyHuTeTa, 1%

Pucynok 4 — Yacrora ITN]] B perucrpe P® Pucynok 5 — Yacrora [TU]] B peructpe ESID (2014) [133]

B cpaBuenun ¢ peructpom ESID B CK pacnpoctpanennocts rpynn [TN/] o
rpynniam  MCHUO (MexnyHaponubiii  Cor03 HMMMYHOJOTHUYECKHX — OOILECTB)
omnpenensiach ¢ OJM3KOM 4YacTOTOW: AedeKThl aHTHTEI00o0pa3oBaHus — B 55 u
44,3%, komOunupoBanubsie UJIC — B 9 u 6,8%, Hapymenus ¢aronurosza — B 9 u
10,2%, cungpomanbubie UJIC — B 14 u 15,9%, HapymieHuss UIMMYHHOM peryisiiuu
— B 4 u 4,5%, ayToBocnanurenbHble CHHAPOMBI — B 14 1 8%, 1epEKThl CUCTEMBI
KoMIieMeHTa — B 5 u 8%, HeyTouHeHHbIE — B 1 1 2,3% COOTBETCTBEHHO (pHC. 3,
5). B otimnuue ot peructpoB PO u ESID He ycranoBiens! 1eeKThl BPOKICHHOTO
UMMYHUTETA.

Haubonee wactoii Ho3omormyeckoit ¢opmoit B peructpe CK sBnsercs
CCNIEKTUBHBIN AeuuuT nMMmyHornooyauna A — 28 (31,8%).

Cpenn tspxensix dopm MIAC mpeobmagaror cunapom Jlyu-bap — 7 (8%),
XpOHUYECKasl TpaHyiemaro3Has OonesHb — 6 (6,8%), HacienCTBEHHBIN
aHroHeBpoTuueckuit otek — 7 (8%). Menee pacnpoctpanenst OBUH — 4 (4,5%),
cunapoM Buckorra-Ongpuua — 3 (3,4%), cemeiliHas cpeau3eMHOMOpPCKas
muxopaaka — 3 (3,4%), runep-lgM-cuanpom HeyrouneHuwii — 3 (3,4%). X-

cuerieHHas: arammarioOymuaemust (1,1%), cungpomsr Jdu/lxopmxu (1,1%) u
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Hutimuren (1,1%), yacto BcTpedaromuecss B OOJBIIMHCTBE PETHCTPOB,

NPE/ICTaBICHBI €IUHIYHBIMU CITydasiMu (puc. 6).

Huiimuren [l 1,1%

on-Dxopaxn [l 1,1%

XA M 1,1%
OBMH 4,5%
fwnep-IgM 3,4%
Buckotra-Ongpuua 3,4%

HAO I 3%

xrc I 8%

Nyw-6ap N 3%
soigA e 31,8%

0% 5% 10% 15% 20% 25% 30% 35%

Pucynok 6 — Hozonoruueckue popmst [TN]] B peructpe CK

B crpykrype IIM/] ¢ MMMyHHON IOuCperyssiiMENd OUAarHOCTUPOBAHBI Ba
penKux ciaydasi reMo@aronuTapHoro JUMQPOTUCTUOIIUTO3a C THIOMUTMEHTaIuen
(curgpom [I'puctenmmm 2 tuma w cuHapom [epmancku-Ilymnaka).  Cpenu
komOuanpoBaHHbIX UJIC ycranoBienst T-B+SCID — nedexr IL2RG, mnedummr
JAK 3, T-B-SCID — nedunur anenosumnnezamunaszbl, JIHK-nuraszer 4. V nByx
nainueHToB ¢ kKoMmOuHupoBaHHbIMU WMJIC reHeTHyecKkyr NpUYUHY HE YJajJoCh
YCTAHOBHTb.

BospacthHas ctpykrypa IIMJ] B peructpe CK omnpenensinack y >KHUBBIX
MalMeHTOB, JOCTYIHBIX aHaM3y, HAa MOMEHT CHCTEMAaTH3allud JaHHBIX (UIOJIb
2019 r.). Cpeau manmeHToB ¢ KoMOMHUpOBaHHBIME MJIC m KOMOMHUPOBAaHHBIMU
NJC ¢ cuHapoMadbHBIMU MPOSBICHUSMH MPE00IaiatoT marueHTsl 10 10 ner, B

TOM 4HcJe 4eTBepo jerert — nocie ycenemHo TT'CK (Ta6a. 2).
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B rpynnmax ¢ uMMyHHOW gucperymsnuedt u aedexkramu (harouurosa
OOJIBIIIYI0O YacTh TakKKe COCTaBIAOT Jaetd 10 10 Jer. Ycnemnas
UMMYHOPEKOHCTPYKIIMS B  aHaMHe3€¢  OCYIIECTBIEHA y  2-X  JIeTeW,

«mepemarnyBmmx» Bo3pact 10 ser.

Ta0nuia 2 — Pactipenenenne namuentos ¢ [TM]] mo Bo3pacty (n=79)

I'pynma no Kareropus [T mol| 1-5 | 5-10 |10-18 | 18- | 30- | bomee
MCHO roga| ner | mer | ner | 30 50 50
Bce nepBudHbIe IMMYHOICHUITHTHI 1 11 26 21 12 | 4 4
| JedexTs KIeTOYHOTO U TyMOPaTBFHOTO 1 3
3BeHbeB nMmyHuTeTa (SCID/CID)
KomOunupoBaHHbIe 1 2 5 2

Il UMMYHOIE(DUIINTHI, aCCOITMIPOBAHHEIE
C CHHAPOMAJIbHBIMU ITPOABJICHUAMN

Il IIpenmy1iecTBEHHO TyMOpaJIbHbIE 1 14 11 8 4
JIe(EKTHI
\Y [N ]] ¢ *MMYHHO TUCperysinuen 2 1
\Y KonuuecTBeHHBIE 1 KAUECTBEHHBIE 3 3 2
JedexThl harouuTon
VI JedeKTbl BpoKICHHOT0O HMMYHHTETA
VI AyTOBOCTIATUTENFHBIC 3200JICBAHHS 2 1 3 1
VIl JledeKTr cucTeMbl KOMITIEMEHTa 3 4
Henuddepennmposannsie [T1]] 1 1

B rpymnme ayroBocmanmuTenbHBIX 3a0ojieBaHUN HaOmromaroTcs 6 nerer u
OJIMH B3pOCJBIN MalMeHT B Bo3pacte 19,5 roma ¢ cunapomom Mak-Bemica,
JIMarHOCTUPOBAHHBIM B 16 JET.

Y 20 B3pocCabIX MAaUUEHTOB BEPUPUUUPOBAHBI AEPEKTHI TyMOPAIbHOIO
3B€HA U cUCTeMBbI KoMIuieMeHTa. Cpeau 8 B3pOCIIbIX C YCTaHOBIEHHBIM JIHATHO30M
emie B JeTCTBE 6 — ¢ AedekTaMu r'yMOpaibHOro 3BeHa, B ToM uncie ¢ OBUH (2),
HEYTOYHEHHOUN runouMmMmyHoriaoOynuHemueit (1), cenektuBHbM Aepuuurom IgA
(3), mo omHOMY — C HACIEICTBEHHBIM AHTMOHEBPOTUYECKUM CHHAPOMOM U
cuHapoMoM Mak-Beica.

[Ipaktuuecku Bo Bcex rpynnax [IM/] peructpupyercst Oosbliie maiieHTOB
BOCTOYHO-CJIABSHCKOM ~ J3THUYECKOM  TpPYyIIBl, W  TOJBKO B  TpyIIe
koMOuHupoBaHHbix UJIC mpeobnagator netu 3THUYECKOM rpynmnbsl KaBkazckoro

peruona (tabu. 3).
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Tabmuma 3 — PacnpeneneHue mNEepBUYHBIX HUMMYHOJE(MUIIUTOB IO

THHYECKOH MpuHaIexkHocTH (N=88)

I'pynna no Kareropus 1IN/ BOCTOYHO- | STHUYECKHUE BCE
MCHO CIIaBSIHCKasi| TPYMIIbI MaIUEHThI
stHuYeckas | KaBkazckoro
rpynmna peruoHa
Bce nepBuunbie uMmyHonehumtel |71 17 88
I JledeKThI KIIETOYHOTO U 2 4 6

I'yMOpajbHOTO 3BEHbEB UMMYHUTETA

(SCID/CID)

KomOuHnpoBaHHbIE 11 3 14

I UMMYHOJIC(HUIHUTHI, ACCOLTMPOBAHHBIC
C CUHAPOMAJIbHBIMHU ITPOSIBICHUAMU

I [IpenmyiiecTBEHHO I'yMOpaJIbHBIC 33 6 39
e eKThI
\Y4 [T1]] c *MMYHHOW TUCPETyJIsIuen 3 1 4
\Y KonnuecTBeHHbIE U KaYeCTBEHHBIE 7 2 9
nedexTsl paroruToB
VI JleeKThl BpOKIEHHOTO HIMMYHHTETA |-
Vil AyToBocnajiuTeNbHbIE 32001€BaHUS  [D 2 7
VIl |IedekTsl cucTEMbl KOMIIJIEMEHTA 7 - 7
Heyrounennsie [11]] 2

PanHsIi neTcKas CMEPTHOCTh MallbYMKOB IPOCIICKHUBACTCS B CEMEHHOM
aHaMHe3e¢ 4-Xx gered, B TOM uucie ¢ cuHApoMoM Buckorra-Ommpuua (1),
XPOHUYECKOM IpaHyJIeMaTo3HOoM 60me3HbI0 (2), cunapomoM ['pucuemu 2 (1).

KonudectBo cemeld, B KOTOPBIX HaOr0gaeTcss Oojee OJHOTO TAIMEHTa C
I[N, cocraBuno 7, mo oxaHou cembe — B rpynnax I[IMJ[ ¢ wummyHHOMI
nucperyisiuet (cungpom I'pucnennu 2), HapymenusiMma ¢arouurosa (XI'b),
ayTOBOCHAJIUTEIbHBIMUA  3a00JieBaHUAMH  (CeMeilHasi  cpear3eMHOMOpCKas
JUX0pajaKa) u 4 ceMbU — B TpyMIe C 1eeKTaMu B CHCTEME KOMILIEMEHTA.

bruskopoacTBeHHblli Opak (MaTh W OTEIl — JBOIOPOJHBIC cecTpa M Opar)
yAAJIOCh YTOYHUTH B ABYX CIydasx.

3agep:kKka NOCTAHOBKHM JMarHo3a. MennaHa Bo3pacTa ITOSIBJICHHS
cumntoMoB y manuentoB ¢ ITHUJ] B peructpe CK cocraBuna 2 (0,28; 8,5) rona ¢
MUHUMAJIbHBIMU TTOKa3aTeasiMu — () JIeT, MaKCUMadbHBIMU — 32 TOJ1a, B TOM YHUCJIE
B neauaTpuyeckoit koropre — 1,0 (0,16; 2,64) roxa, Bo B3pocioii koropte — 15 (12;

25) net (puc. 7).
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20 °

T T T
PD Oetn Bspocnble

Pucynok 7. Bo3pact nosiBiieHHsI IEPBBIX CUMIITOMOB 3a00JICBaHUS
Ilpumeuanue. Ha ouacpamme 015 Kasxcoou 2epynnvl omooOpajxcenvi: MeOuaud, KeapmuJibHbll
pazmax (Q0,25-00,75), pazmax (MUHUMYM, MAKCUMYM) nepemMeHHOLL.

Otcpouka B nocranoBke guarnosa I11MJ] 8 CK mocrurama 2,9 (1,56; 4,24)
rojia ¢ MUHUMaJIbHBIMM MloKa3zaTensiMmu 0 jiet, MakcuMmanbHbIMu — 51 Toa (puc. 8).

Y nmereil mporecc AMArHOCTUPOBAJICA JOCTOBEpHO ObicTpee. MenuaHna
3a[Iep’KKM JMarHo3a B IeauaTpudeckoi koropre cocraBwia 2,6 (1,1; 4) roma
(MuHMMaIbHBIE TIOKa3zaTenu — 0 jeT, MakcuManbHbie — 12,3 roma), 4To OBLIO
nocroBepuo Hmke (P<0,001), uwem y B3pocaeix — 3,5 (2,5, 17,5) ronma

(MUHUMAaJbHBIE MTOKa3aTeNH — | roj, MakcumanbHbie — 51 TOx).
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Pucynok 8 — 3aneprkka mocraHoBku quarno3a [T ]]

Ipumeuanue. Ha ouazpamme 051 Kaxcoou 2pynnvl OmoOpaxyceuvi: MeOuana, KeapmulbHbill
pazmax (Q0,25-00,75), pazmax (MUHUMYM, MAKCUMYM) NepeMeHHO.

P — cmamucmuyeckas 3Ha4UMOCIb PA3IUYULl Medxcoy epynnamu (kpumeputi Manna-Yummu)
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CymiecTBeHHas 3a7epKKa AMarHo3a HalOJro1anack y NallMEHTOB BCEX TPYIIIL.
BBuny HemocTaTouHOro 00beMa BBHIOOPOK MeIuaHa TUArHOCTHYECKOW 3aJepiKKU
ObLIa ompeaesieHa ToJbKo i oTaeabHbIX rpynn [TWJ] u cocraBuna 2,8 (2 mec.; 12
net) rona mna cuapomanbHbix [IU]], 3 (0: 15 mer) roma — mjisi TyMOpaibHBIX

WJC, 1,7 (5 mec.; 11 ner) rona — ais nedekror daromnurtosa (puc. 9).

1477

127

1071

1 T

0 1

T T T
CvHapomarnbHble ParounTapHble F'ymopanbHbie

Pucynok 9 — 3ameprkka MOCTAaHOBKY JMArHO3a JUTsl OTACTbHBIX KaTeropuii [TN]]
Ilpumeyanue. Ha oOuacpamme 0n Kajx)cOOU 2pynnsl 0OmooOpaxyceuvl: Meouaua,
keapmunvHold pasmax (Q0,25-Q0,75), pazmax (MuHUMyM, MaAKCUMym) nepemeHHouU.

Cpoxku 3a/Iep>KKH THarHo3a Kojiebaauch ot 2-x 10 10 MecsieB y marueHToB
¢ TKHU], ot 5 mec. 10 2,8 roga y 60JIbHBIX ¢ AedeKTaMH UMMYHHOW PETYJISIIINH, OT
2-X Mec. 110 3,5 Tofa mpu ayTOBOCTIATUTEIBHBIX 3a00JICBaHUSX.

[Ipu ananuze nambonee BaxHbx (popm [1M]] 3ama3apiBaHne B MOCTaHOBKE
JIMarHo3a CJIOKHO OIIEHUTh BBHUAY Majoro o0Obema BbIOOpPOK. OHAKO B II€JIOM
YCTAHOBJICHBI TCHJICHIINH, OJIM3KUE K POCCUICKOMY peructpy. OTcpouka quarHosa
obima MmunuMansHO y nmereid ¢ TKHUH — ot 1,7 go 10 mec. (tabn. 4). Ilpu
cunapome Buckorra-Onapuya xosebanach ot 4 1o 127 mec., y aeteit ¢ XI'b — o1 5
mec. g0 11 mer. Ilpm Oonesmm bpyrona cocraBmma 36 wmec,, CHHApPOME
HeiimerenoBckoro nospexaenus — 59 mec. [Ipu OBUH pocturana 15 ner, npu
HACJICJICTBEHHOM aHTMOHEBpOTHYeCKOM oTeke — 50 gjer. [ cpaBHeHUs —

MeIMaHa TOCTaHOBKM JMarHo3a B poccurickoM peructpe npu TKHUH cocrasuser 5
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Mec., cuHapome Buckorra-Onppuua — 9 wmec., XI'b — 20 wmec., cuHapome

HetimerenoBckoro nmoBpexaeaus — 33 mec., 6one3an bpyrona — 35 mec.

Tabmuua 4 — 3agepkka [aMarHo3a y TAUUEHTOB C  OTACIbHBIMU

Ho30J0THYecKuMH popmamu [T1]]

Ho3zonoruveckue gpopmer [TH]] I11 112 113 114 I15 116 117
TKWH 1,7 mec. |2 mec. |4 mec. 10 mec.
Cunanpom Buckorra-Omgpraa |4 mec. |10 mec.  [127 mec.
Cunypowm Jlyu-Bap 103 mec. |34 mec. |32 mec. |14 mec. |75 mec. |144 mec. |19 mec.
XT'b S5mec. [10mec. [12mec. |21 mec. |36 mec. |132 mec.
['MnouMMyHOTTIO0yTHHEMHUH 36 mec. |180 mec. |36 mec. |36 mec. |24 mec. |48 mec. |24 mec.
['umep-1gM 56 mec. |148 mec | 20 mec.
HAO 50mer |[20mer |2rtoma |3toma [21tom |4roma |24 ronma

[IpeobOnagaronumMu KIMHUYECKUMHU CHHJIpoMamu y mnanueHtoB ¢ [IW][ B
peructpe CK obutn undexuuu (73,9%), pexe B 1e0r0Te 3a00J1€BaHUSI OTMEUAIIUCH
npu3HaKu UMMYHHOU aucperysiuuu (18,1%) B Buae JIUXOpagku, TPEXPOCTKOBOM
LUUTOINEHUH, TEeNaToCIyIECHOMErainuu, mnonucepo3utra. Y 8% mNanueHToB B
KIIMHUYECKOM KapTHUHE BBISBIISUIUCH PEIUAUBUPYIONINE «XOJOAHBIC» AHTHOOTEKU
(8%).

Hanbonee pacnpocTpaHeHHBIMH HHQPEKIIMOHHBIMU  OCJIO)KHEHUSIMU Y
nanueHToB ¢ [T/ Obun nHeBMoHMM (43,2%), B TOM 4KCIi€ HUTOMETAIOBUPYCHbBIE
npu TKHWH (2), cradunokokkoBeie ¢ (HopMUpOBaHHEM MHEBMOIEIE U
OpoHXOIUIEBpaIbHOTO  cBUIla npu runep-lgE-cunapome (1), 3aTsKkHBIC
JECTPYKTUBHBIE, 00yCIOBICHHBIC HOKKapausimu, npu XI'b (2), MHEBMOKOKKOBBIE C
ObICTphIM (OPMHUPOBAHMEM MHJIMHIApUYECKUX OpoHxosktazoB nmpu OBUH (4) u
runep-lgM-cunapome (1) (tadm. 5).

K gactbiM nHOEKITMOHHBIM OCJIOKHEHUSM CJICTyeT TaAKKE OTHECTH THOWHBIM
cpenanii otut (20,5%), cunycur (22,7%), rtHoinb muMdpanenut (11,4%),
adto3HbIil cromatut (6,8%), ractposuteput (8%). ['emokonut pazBuicsa y 4,5%
JeTeid, B TOM 4yucie npu cuHapomax Buckorra-Ongpuua (2,3%), ['epmaHcku-

[Tynmaka (1,1%), xponudeckom rpanynematose (1,1%).
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Tabnuna 5 — Undexunonnsie nposisnenust [1N/] y mannentos B peructpe CTaBpoOInoiabCKOTo Kpas

Nudexnumonno- Bce SCID Cunapo- Nmvmynnas | T'ymopans- | edextsr |AyroBocma-| Jledekrsr | Heyrou-
BOCIAJIUTEIHHBIC 1§140i /CID (6) | MaibHBIE JTUCPETYIL. ueie [IM]] | darouurosa| nurensHble | KomIuieM. |HeHHble [TU]]
3a00JIcBaHMUs (88) A (14) (4) (38) (9) I (7) (7) (2)
ITHeBMOHUS 38 (43,2%) 4 8 2 10 (6) 6 1 - 1
A0criecc nerkux 2 (2,3%) - 1 - - 3 - - -
BponxoskTaszus 5 (5,7%) - - - 5 - - - -
Otur 18 (20,5%) 2 6 1 7 (1) 1 - - -
Macrouaut 2 (2,3%) 1 1 - - - - - -
CunHycur 20 (22,7%) 1 5 2 9 (3) - - - -
ToH3ummuT 9 (10,2%) - - - 1(6) - 2 - -
I'noitnbiii aumdanennt | 10 (11,4%) - - - 2 8 - - -
Wubexnun Koxu 19 (21,6%) 4 2 3(1) 7 - - -
ITepuanansubiii adbcece| 6 (6,8%) - 1 - - 5 - - -
Ao6crecc redyeHu 3 (3,4%) - - - - 3 - - -
OcTeoMuenur 2 (2,3%) - - - 2 - - - -
I'acTposnTepuT 7 (8%) 2 2 2 1
I"'eMoKOIUT 4 (4,5%) - 2 1 1
BIK-ut 5 (5,7%) 2 - - - 3 - - -
Cencuc 4 (4,5%) - - 1 2 1 - - -
Menunrosnuedammt | 4 (4,5%) 2 1 1
I'enepanu3oBaHHas 2 (2,3%) 2 - - - - - - -
BHUpYCHasi HHEKIINs
Kaugunos 5 (5,7%) 2 1 1 1 - 1 - -
Kpunrocnopuanos 2 (2,3%) 1 1
Jluxopanka H/? 12 (13,6%) - - 3 - 1 7 - 1
Adto3ubiii cromatut | 6 (6,8%) - - 1 - 3 2 - -
OPBMU (6ponxur) 35 (39,8%) 2 5 2 5(21) - - 2 -
I'enatocruienomeranus | 26 (29,5%) 2 4 4 3 8 4 - 1
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WNudexunn Koxu 1uarHocTupoBainch y 21,6% neteil, B CTpyKType KOTOPBIX
ObUTM TepuaHaldbHBIA alcliecc W mapapekTaibHbld cBuil (6,8%), abcieccsl
nepeaneir OpromHou creHku (2,3%). Cencuc pasBuwics y 4,5% Jnered,
octeomuenut — y 2,3%, centuueckuii aptputr — y 2,3%, reHepaiuzoBaHHas
BupycHas uHbekuus (HUMBU, ABU) — y 2,3%. HduccemunupoBanHass bI[K-
uHpeKIms Kansmerra-I'epena BepuduUIIMpOBaHa y 5,7% JETEN,
npeumymiectBenHo nmpu SCID (2,3%), XT'b (3,2%). Kanaumos peructpupoBaics B
5,7% ciyuyaeB, kpuntocnopuanos — B 2,3%.

[loBTOpHBIE pECHUPATOPHO-BUPYCHBIE HH(PEKIMH OTMevYalnuch y 39,8%
JeTel, mpeodiiaiaiy y MalueHTOB C CEJIEKTUBHBIM Aeduuutom IgA.

Haubonee yacteiMu 13 HecnenudUUecKUX KIMHUYECKUX CHHIPOMOB ObLIH
renarocrieHomeranust (29,5%) u HeyrouHeHHas Juxopanka (13,6%), koropas
HaOMoalach TMPAKTUYECKH Y BCEX OONBHBIX C€  ayTOBOCHAIUTEIHLHBIMU
3aboneBanusiMu U [TN]] ¢ uMMyHHON TUCPETYIISIIMEH 10 YCTaHOBIIEHUS TUArHO3A.

B ctpykrype xomopOuaHoit natosoruu y nauueHTos ¢ [IN/] B peructpe CK
pazBuBamuCh JuMdonpoiandepaTUBHbIE, ayTOUMMYHHbBIC, T'€MaTOJIOTUYECKUE,
OHKOJIOTHYecKue 3a00seBanus (Tabdu. 6).

['panynemsl, mOATBEpKAEHHBIE OUoTIcCHel, HaOmoaanuch y 8% OONBHBIX, B
TOM 4YHCJe TpaHylembl B jerkux (3), koxe (2), meuenu (3), KOCTHOM MO3re U
ryouateix koctax (1). WuartepctunmanbHas numdouutapHas O0JIe3Hb JIETKUX
Bepu(UIIMPOBaHA B 2-X CIIydasiX — MPU aTaKCUU-TEJIeaHTHIKTazuu u runep-lgM-
CUHApPOME.

[Topok cepaua B Buae Tterpaisl Damino AUArHOCTUPOBAH y pedOeHKa ¢
cuagpomom JuJ>KOopmku, B TO BpeMsi KaK MHOXECTBEHHbIE TMOPOKH B BHUJIE
aTpe3uu aHyca, PEeKTOBECTHOYISIPHOTO CBHINA, MHUKpouedaliud — y AEBOYKH C
CUHIPOMOM HelMereHoBCKOro moBpekICHHUS.

DHIOKpPUHONATUU OTMEUEHBI B 5,7% cilydaeB B BHJE€ TUIIONApATUPEO3a IPU
cunapome uJlxopmxu (1), monmusHnokpunonatuu — npu cunapome APECED,

ayroummyHHoro tupeounuta — ipu CID (1) u cenekruBHOM nedurmre IgA (2).
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Tabnuna 6 — Komopounnas naronorus y nanuertoB ¢ [T1]] B peructpe CTaBpOIonbCKoro Kpas

CuHapoMel Bcee SCID\ Cunnpo- Nmmynnas | I'ymopans- | Jledextsr |AyroBocna-| Jledextsr |  Heyrou-
15140 CID (6) | wmanbHBIC mucperyn. | ueie [IM]] |daronurosa| nurensHble | KomiuieM. |HeHHbIe [TU]]
(88) 117 (14) (4) (38) 9) 1A (7) () )
['panyiemsl, 7 (8%) 1 2 4
MOITBEPXKICHHBIC
ouorncuen
WuTepcTunmanbHas 2 (2,2%) 1 1
nuMorr. 60JIe3Hb JIETKUX
Terpana @amno 1(1,1%) 1
[Topoxu XKKT 1(1.1%) 1
Jlicria3ust HOrTei 3 (3,4%) 1 1 1
Amtonenus 3 (3,4%) 1 1 1
DKk3ema 9 (10,2%) 4 5
TeneanrndIKTa3uN KOXKHU 7 (8%) 7
AnbOUHN3M 2 (2,3%) 2
OHJIOKPUHONIATHS 5 (5,7%) 1 1 1 2
Mo3xkeuKoBast aTaKCHs 7 (8%) 7
Hpyrue nopaxenus [THC | 3 (3,4%) 1 1 1
TpombGonuToneHus 15 (17%) 2 6 3 3 1 1
Heiirpornienus 15 (17%) 2 3 3 3 4 1
AHnemust 36 (40,9%) 5 8 4 10 7 1 1
ITomuceposur 3 (3,4%) 3
Aptpur 6 (6,8%) 5 1
KpanuBauia 4 (4,5%) 1 2 1
bponxuanpHas actma 2 (2,3%) 2
AHrHOOTEKH 7 (8%) 7
Jlumdoma 2 (2,3%) 2
I'mno6macroma [THC 2 (2,3%) 1 1
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Heundexkunonnsie nepMatuThl pa3BuBaiuch y 23 (26,1%) nereit. B cnextpe
MOpaXXCHUN KOKM OTMEUEHBI TEJIICAHTMAIKTA3UU Yy MAlMEHTOB ¢ cuHApoMoM Jlyu-
bap (7), sx3emaTo3HbII npolecc — npu cuHapomax Buckorra-Onapuya (3), runep-
Ig (1), OBUH (3), nmedummure IgA (2). AYTOMMMYHHBIM JEpMATUT
BepuduiupoBan y nereit ¢ nepururom AJIA (1) u cuaapomom HeliMmereHoBcKoro
noBpexaenus (1), ceimp nmo tuny PTIIX — y pebenka, ctpamaromero TKU/I.
YpTukapHas Chlllb HaOIIOAATACh Y 2-X JACTEH B CTPYKTYPE ayTOBOCHAIUTEIHLHOTO
3a0oneBanus u npu HeyrouneHHoM UJIC (1). Tsxenas XxpoHudeckas KpanuBHUIIA,
pE3UCTEHTHAsT K Tepanud U TpeOyrouias JIJIUTEIbHOIO JICYEHHUs IMpernapaToM
oMaian3yMa0, OTMEUYEeHa y MajbuiKa C CEJIEKTUBHBIM Jiepuiurom IgA.

Jlucruta3ust HOrTel BBISABISIACH Y 3-X JIeTed, B TOM YKCIIe B KOMOUHAIIUU C
aimmonieruedt mpu HeyrouHeHHoM KUWJI m APECED-cuampome. YacTuanbIid
aTbOMHU3M C CEeIbIM MPOKPAITUBAHUEM BOJIOC, OPOBEHl pPEecHUI] HAOIIOAANCs TPH
[MN]] ¢ cemeitHbBIM JUMGOTUCTUOIMTO30M W THIONUTMEHTAIUEeH (CHHIPOMBI
['pucuernu 2 u I'epmancku-Ilyanaxa).

[uronenun ObUTM OAHUMH M3 CaMbIX YacThIX [MPOSIBICHUN WU
peructpupoBaiuchk y 21 (23,9%) pedenka. B 12 (13,6%) cinydasix umena MecCTo
TspKenasi TpexpoctkoBas nuronenus — npu TKUH (2), cuaapomansasix UJC (3),
nedektax uUMMyHHOM  perymsiuuu  (3), HapymeHusx —¢aromutoza  (4).
[Ipenmy1iecTBEHHO TPOMOOIIMTONIEHHH B COYETAaHUM C aHEMHEH HaOII0Jaluch y
nereit ¢ cunapomoMm Buckorra-Ommpuua (3), >xene3ofeduIIMTHBIE aHEMUU
BepuduuupoBansl y 27,3% nerei.

PeBmaronornueckue macku [11]] B Bune mommcepo3ura perucTpupoBaInuch
y 3-X JieTeil ¢ ceMeMHOM Cpen3eMHOMOPCKOM JINXOPaAKOM, CyCTABHOW CUHIPOM —
y 6 nereil, B TOM YHCJI€ C BBICOKOH CTENEHbIO AKTUBHOCTH — MPU CHUHAPOME
CINCA (xponnueckuii WH(M)AHTWIBHBI HEBPOJOTUYECKUN KOXKHO-CYCTAaBHOU
cuaapom) u cuaapome Muckle-Wells.

BpoHnxuanpHas acTMa JUArHOCTUPOBaHA Yy 2-X JIETEH C CEJIIEKTUBHBIM

neumurom IgA. «XoJOIHBIE» OTEKHM KOHEYHOCTEH, MSITKMX TKAaHEH JIWIIa,
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TOPTaHU B COYETAHUU C a0OMUHANIBHBIMU OOJISIMU PETUCTPUPOBAINCH Y 7 A€TEH €
HACJIEICTBEHHbIM AaHTUOHEBPOTUYECKUM OTEKOM.

310KayecTBEHHbIE HOBOOOpa3oBaHus cocTaBwin 4,5% U oTMedanuch npu
aTaKCHUU-TeJIeaHrn3KTa3uu (2 ciydas), cuHapoMe HeliMereHoBCKoro noBpeKaeHus
(1), rumep-IgM-curgpome. Y gereli ¢ arakcHeH-TeJCaHTMIKTa3Hen
BepuunrpoBanbl T-kiaetouHas aumdoodaacTHas JuMdpoMa C€ MOPAKECHUEM
cpenoctenuss u JuMmpoOmacTHas JauM@oMa ¢ TMOpaKEHHEM BCEX TPy
TUM(}AaTUYECKHUX y3JI0B.

Yy JI€BOYKHU C CHUHAPOMOM HelimereHOBCKOTO TIOBPEXKICHUS
JMarHoCTUPOBaHa MUHEO0IaCTOMA, PACHPOCTPAHSIIONIASACA CyOTEHTOPHAIBHO U Ha
3aTBUIOYHYIO JOJII0, TOCITYXKUBIIAs MPUUMHOMN JIETAIBHOTO UCXO0/a, Y MAJIbUHKa C
runep-lgM-cuHIpoMOM — TIIMOMaTO3 JIEBOM BUCOYHOM U 3aThUIOYHOM 00JacTel.

['enetnueckoe wuccnenaoBanue BbimoaHeHO y 40 (45,5%) mnanueHTos,
MOJIEKYJISIPHO-TEHETUUECKU JMarHo3 ycTaHoBleH B 38,6% ciydaeB, d4TO
coctaBwiio 85% OT 4Mcla NMPOTECTHPOBAaHHBIX. Muentuduimporana 1 HoBas
MyTalus.

[IpynumMas  BO  BHMUMaHue  OOIIYI0  YHCIEHHOCTh  HACEJICHHS
CTaBponosbCKOTro Kpasi, KOJUYECTBO 3apEruCTpUPOBaHHbIX manueHTtoB ¢ [IN]] B
49 pa3 wmenbmie oxunaemoro. KonuuecTBo BepUUIUPOBAHHBIX CIIy4yacB
OKazajoch B 9 pa3 meHblie oxuaaemMoro st komounupoBanubix MJIC, B 2 paza —
st cuaapomanbHeix KU/, B 113 pa3 — mna rymopanensix UJIC, B 40 pa3 — mid
ayTOBOCHAJIMUTENbHBIX 3a00JeBaHnii W B 8 pa3 — sl Je(PEKTOB CHCTEMBbI
KoMmIuteMeHTa (Tadun. 7).

KonuuecTBOo 3aperucTpupoBaHHBIX CilIy4daeB ToOJbKO Ha 27% Huxke
pacueTHoro uisi Ae(EKTOB CHUCTEMbI (HarouTo3a W HECKOJBKO MPEBBIIIACT
KOJIMYECTBO OXKMIAEMBIX CIIydaeB i Je(heKTOB HMMYHHOU PETYIISIITUH.

TpaHcraHTauus TeMONO3TUYECKUX KIIETOK ocyulectBieHa y 11,4% nerei,
B TOM 4YHUCJE€ MOBTOPHO — Yy 3-X mauueHtoB (nepuuut AJIA, ayTOMMMYHHBIN

muMponponmpeparuBHbiii cuaapom, XI'B).
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Tabmuua 7 — IlpenmonaraeMas pacHpOCTPAaHEHHOCTh W KOJMYECTBO

3apEruCTPUPOBAHHBIX MMALIMEHTOB B peructpe CTaBpOIOIbCKOTO Kpas

Kareropus ITN/] Pacnpoctpa- Yucio Yucno B Yucno Juarnos
HEHHOCTb B MUpE| OXKHIAEMBIX | PETUCTPE [TECTHPOBAH-| MOJICKYJISIPHO-
cirygaeB B CK HBIX T€HETUYECKUI
Bce nepsuunbie >1/650 4300 88 40 (45,5%) | 34 (38,6%)
UMMYHOJIC)UIIUTHI
JledeKThl KIETOYHOTO U 1/50 000 56 6 6 4
rYMOPAJILHOTO 3BEHHEB [139,155]
ummynureta (SCID/CID)
Kombunuposaunusie [THJ], |1/100 000 28 14 14 11
aCCOIMMPOBAHHbIE ¢ cHHAPO- |[139,155]
MaJIbHBIMHU MPOSIBIICHUSMHU
[Tpenmy1iecTBEHHO >1/650 4300 38 - -
TYMOpaJIbHbIE JeeKThI [139, 191]
[TU]T ¢ uMMyHHO 1/1 000 000 3 4 4 3
JIMCPEryIISIHeH [139]
KonuyecTBeHHbIC U 1/250 000 11 9 9 9
KaueCTBCHHBIC JIE()EKThI [139]
¢aroruToB
JeheKThl BPOKIEHHOTO 1/1 000 000 3 - - -
HMMYHHTETA [139]
AyTOBOCHIATIUTEIILHBIC 1/10 000 280 7 5 5
3a00JIeBaHUs [139]
Jle(heKThI CHCTEMBI 1/50 000 56 7 2 2
KOMILJIEMEHTA [139]
B 3aMECTUTENbHOU Tepanuu npenaparamu BHYTPHUBEHHBIX

UMMYHOTJIOOYJIMHOB M3 79 KUBBIX MalMeHTOB HyKnatorcs 23 (29,1%) uenoBeka.
Perynspuo momywator seuenue 16 (73,9%) OompHBIX. Y 5 B3pOCHBIX OOJBHBIX
3aMECTHUTEJIbHAsl Tepanusi MPOBOJIUTCA HE peryyspHo. J[Boe aeTeil He jieyarcs B
CBSI3U C OTKAa30M POJUTEIICH.

HenpepriBras

17,7%

npoduiiakTUIecKas MPOTUBOMUKPOOHAs Tepanus

MPOBOJUTCS Y NalueHToB. 3amectutenbHyto Tepanuto [KCD
(TpaHyOLMTApHBIM  KOJOHHECTUMYNHUpYOMUK (aktop) mnoiaydaet 6 (7,6%)
O0onpHBIX, Tipenapatbl Cl-unruduropa — 4 (5%), TapreTHyr0 aHTHUIIMTOKMHOBYIO
tepanuio — 7 (8,9%), koaxumun — 3 (3,8%).

B nepuon Habmroaenus ¢ 2009 r. ymepau 6 (6,8%) manueHToB.

Takum  oOpa3oM, MUHHMAJIbHas  PACIPOCTPAHEHHOCTh  IMEPBHYHBIX
uMMmyHoaeguiuToB B CTaBpomnosibckoM kpae coctaniseT 3,1:100 000 nHaceneHusl.
B peructpe CK mpeobnanaroT numa myxckoro nona (2,03:1). Cpennuii Bo3pact
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oonbHbIX pocturaet 10 jer. Haubonee pacnpocTpaHEeHHBIMU SBISIOTCS O€(EKTHI
rymopainbHoro 3BeHa (44,3%), BTOpoe MECTO 3aHMMAIOT KOMOWHHPOBAHHBIC
WMMYHHBIE HapyIlIEHUS C CUHAPOMalIbHBIMH MposiBaeHUsMU (15,9%), Tpetbe —
nedextsl ¢aromutoza (10,2%). B peructpe mnpeacraBieHo 27 YTOUYHEHHBIX
Ho3ojoruueckux  Gopm  TIM/I. MonekyJISIpHO-TEHETUYECKUH  THarHO3
noATBepkAcH y 38,6% OOJbHBIX.

Bo3pact mnosiBienus cumntomoB Bapeupyer or 0 go 25 jer.
[IpeobnagaroMMu KIMHUYECKUMU MPOSBICHUSAMH ABISIIOTCS MHbekuu (73,9%),
pexXe  BCTpeyaroTcsd  NpU3HAaKM  UMMYHHOM — naucperyimsiuuun — (18,1%),
PELUIUBUPYIONINE «XOJOAHBIS» OTeKH (8%).

JlnarHoctuyeckas 3ajepxka cocTtaBiasieT 2,9 roma. TpaHcruianTamus
FEMOITOATHYECKUX KIIETOK ocyuiecTBiieHa y 11,4% mnanneHToB. 3aMECTUTENBHYIO
TEpamnuio MpenapaTaMd BHYTPUBEHHBIX HWMMYHOTJIOOYJIMHOB TmonydaroT 21,5%
YeJIOBEK, HEMPEPBIBHYI0 NPO(UIAKTUYECKYIO NPOTUBOMUKPOOHYIO TEpaIuo —

17,7%, TapreTHY10 aHTUIUTOKHHOBYIO Tepamnuto — 8,9%.
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3.2. PeTpocneKTHBHBI AaHAJIN3 KOJUYECTBA IKCHU3HOHHBIX KOJEIl
peapaH:KMPOBKH reHOB T- U B-K/I€TOYHBIX pPelenTOPOB Yy YMePIIUX jJeTeil ¢
¢haraabHBIMU HHPEKUUAMHU

[IpoBeneHO pPETPOCMEKTHBHOE WCCICOBAHNE aAPXHUBHBIX TECT-OJIAHKOB
Cyxux msTeH KpoBu 49 ymepmux gerteil. s uccinepgoBaHusi ObUIM OTOOpPaHbI
CyXue IMSTHa KpPOBU JETed C TsDKEIbIMU HWH(DPEKIMOHHBIMH 3a00JIeBaHUSIMHU,
MOATBEP)KACHHBIMI B KJIMHUYECKOM W MAaTOMOP(OJIOTHYESCKOM JHArHO3e B
KauecTBe OCHOBHOM NPUYMHBI JeTalbHOTO ucxona. Ilpu KIMHMYECKOW U
natoMopOJIOTUYECKON OLIEHKE yMEpIIMX JEeTed KCIO0JIb30BaH apXUBHBIN
marepuan ['BY3 CK «KJKb», I'bBY3 CK «KCKHWBy» (CraBpomons), a Takke
Ipo3eKTypsl kpaeBoii kimHudeckoi 6oapHuIBI (TBY3 CK «CKKBy», CtaBpomnoins)
u kxadeapsl mnarosnormyeckoi anaromun DI'BOY BO «CraBpononbckuit
roCyapCTBEHHBIA METUIIMHCKUI YHUBEPCUTETY.

B xone ompenenennss TREC m KREC na kaprax Guthrie 6 nereit Oblin
UCKJIIOYEHBI W3 HUCCIeOoBaHUs B CBA3u ¢ Iwioxol ammmdukaruein JJHK. B
pe3yibTaTe MpoaHaIN3UPOBaHbl JaHHbIE 43 yMepIInX JeTeH.

Y 9 (20,9%) nereit npu KU3HU U HA CEKIIMU BEPUPUIIMPOBAHBI TSHKEIIbIE
nHeBMonud, y 17 (39,5%) — cencuc, y 2 (4,7%) — THOMHBIA MEHUHTOHIICPATHT, Y
13 (30,2%) — renepanuszoBaHHas ¢dopma BUpycHOH uHpekumu, y 2 (4,7%) —
SA3BEHHO-HEKPOTUYECKAM SHTEpOKOIUT. Henonomennesie nern cocraBmwin 65,1%
(28), B TOM umcie poxxjacHHbIC paHee 28 Henenb — 9 (32,1%), B 28-32 Hegenu — 9
(32,1%), B 32-34 negenu — 5 (17,9%) u B 34-37 nenens — 5 (17,9%).

BpoxnenHble mopoku pa3BuTHs BepuduuupoBansl y 19 (44,2%) nereit, B
TOM 4YHCJIE MOPOKHU CepAla U MarucTpaibHbIX cocynoB — y 10 (23,3%), nopoku
Pa3BUTHS KEITYT0YHO-KUIIICYHOTO TpaKTa (aTpe3uu MUIICBO/Ia U KHIICYHUKA) — Y 3
(7,0%), anHomManuu MOYEBBIICIUTENIBHONW U N0JI0BOM cucteM — y 1 (2,3%), nopoku
pa3Butusi OponxoB u serkux —y 3 (7%), HHC — 3 (7%), a takxkxe cunapomsl u-
Hoxopmxu — 1 (2,3%), OnBapaca — 1 (2,3%), I'pucuenmu 2 — 1 (2,3%), 0one3Hb
Hayna — 1 (2,3%).
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IIpn reHmepHON XapaKTEPUCTUKE B TPYyIIIE YMEPIIMX JIETEM MAJIbUYUKOB
okazanock 27 (62,8%), neBouek — 16 (37,2%). Jleranpubrit ucxox y 15 (34,9%)
netedt HacTynui Ha 1-M Mecsie xu3Hu, y 16 (37,2%) — B Bo3pacrte 1-3 mec., y 5
(11,6%) — B 3-6 mec., y 5 (11,6%) — B 6-12 mec., y 2 (4,7%) — B 1-3 Tona.

Cpennee uncio xommii TREC mms Bcex oOpasuoB cocrasuio 147 (59,1,
345), KREC — 264 (85,1: 624). B 26 (60,5%) ciy4asx u3 43 ObUIM BBISBIICHBI
camkennbie mokazatesn TREC um KREC B HeonatampHOM Tmepuone, dTO,
BEPOSITHO, CBA3AaHO C OOJBIIMM KOJUYECTBOM IIYOOKOHEIOHOIICHHBIX JeTel
(MeHee 28 Hexenp recTaluuu), a TaKXKe JETeW, POXKIACHHBIX OT PaHHUX
IPEXIEBPEMEHHBIX pooB (28-32 Henenn). Y 8 (16,6%) aeteil ObuiM CHUXKEHBI 00a
nokazarens, y 16 (37,2%) ormevanuch Huzkue nokazarean 1REC, y 2 (4,6%) —
auskue 3Havenns KREC.

[Ipu mopdonoruueckoM HCCIEIOBAaHUM TUMYCa M JUM(ATUUYECKUX Y3JIOB
OTIPEJICISUINCh TPU3HAKK YTHETEHHs] MMMYHOTE€HE3a B BHJIE€ AaKIIMJICHTaJIbHOU
unpomouu (AW) tumyca |-V craguit (34), HECBOEBPEMEHHOIO 3>KHUPOBOTO
meramopdosa (1), runornazuu tumyca (4). Pexxe oOHapyXuUBaduCh MPU3HAKU
aKTHUBAIlMM UMMYyHoreHesa c pazsutueM AW tumyca I-11 ctaguii (4). Onpenenenue
HKCIIM3UOHHBIX KOJIEI] TEHOB peapaHaupoBKu T- u B-KIETOUHBIX pELEeNnTOpPOB B
CYXUX MSATHAX KpOBU omnpenessiioch y aereit 5-tu rpynm: AU I-11 (4 narua), AU 111
(7 nsaten), AU IV (10 nsten), AW V (17 nsaiteH), BpoKIE€HHAsI TUTIOTIA3Us TUMYCa
u nepudeprueckux opranoB UC (5 nsiten).

®opmupoBanue AU |-l ctaguuii BbIsIBIEHO y IBYX JOHOLIEHHBIX JI€TEH U
JBYX JeTel, pokIeHHBIX Ha 28 u 35 Hepensx 6epemeHHoCcTH. [ nbenp HacTynuia B
Bo3pacte 1-6 Hepens. [IpuumHON cmepTH OBYX JeTel cTaja reHepaau30BaHHAas
BpOJKJICHHAsT WH(MEKIUS BUPYCHON STHOJIOTHH C MPU3HAKAMH WHTEPCTHUIIMATILHON
MTHEBMOHUHU, MEXYTOYHOTO KapAUTa, CEPO3HOTO MEHUHTIHIIeaIuTa, TenaTuTa.

B omnom cmywae y pebenka ¢ BIIC (medext wmexmnpeacepaHoi
MIEPETOPOJIKH, THIEPTPOPHUS MHOKapHAa >KEIIyJA0YKOB) JHATHOCTUPOBAH IO3THUMN

HEOHaTaJIbHBIN CCIICHUC: ABYCTOPOHHSA ITHCBMOHHMA, KapauT, I'CIIaTUT,
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MEHUHTO’HIIEPAIUT, BEHTPUKYJIHUT, B OJHOM — TsDKEJasi THEBMOHMSI, OCJIOKHEHHAs
PJIC na ¢one remonauTuueckoil 00JI€3HH HOBOPOXKIEHHOTO.

IIpu natoMop(}onOruueckoM HCCIEIOBAaHUM JUM(OUIHBIX OpPraHOB Yy
ymepmux gered ¢ AWM I-ll B KOpkoBOil 30HE THUMyca MPOCIEKUBAINCH
nponudepanus TUMQPOIUTOB U Makpo(daroB, THe3/lHas noteps JuMdonutos. B
nepudepuaeckux IMM(PaTHIECKUX y35ax BBISIBJIICHBI U3MEHEHUS,
CBUJETENBCTBYIOIINE O PA3BUTHM PEAKLUN aJalNTHBHOIO MMMYHHOIO OTBETA B
Buje mnposudepanuu  JUMQOIMTOB, OTE€Ka CTPOMBI, JUCHUPKYJIATOPHBIX
U3MEHeHU. B cene3eHke omnpenensuioch yBEIMYEHHE YHCIA CBETIBIX LIEHTPOB
TUM(OUIHBIX (DOJUTUKYIIOB, POCT KOJMYECTBA MAKpO(]aros, Mpoaudepupyronmx
auM(po06IacToB.

[Toxazarenrn TREC u KREC B HeoHaTampHOM Tieprojie ObUIH CHIKEHBI B
onHoM ciyyae (I11) y HegoHomenHoro pedbenka ¢ BIIC 1 no3aHuM HeoHaTalIbHBIM

CETICUCOM, POXKJICHHOTO Ha 28 Hefene recranuu (Tao. 8).

Ta6mumna 8 — Tlokazarenn TREC n KREC y mamueHToB ¢ akIuaeHTaaIbHON

uHpoJoruent tumyca -1l craauit
[Tarmentsr  |Cpokn Bospact na moment  |TREC KREC
recTalyn CMEpTH (1a 10°/L) (1a 10°/L)
I11 28 42 nus 4,68*10! | 1,84*10% |
112 35 14 nueit 1,43*10° 1,49*10°
I13 38 15 nueit 2,30*10° 4,20%10°
I14 39 7 muei 8,69*10° 9,68*10°
[Tpuznaku aKIUICHTAIILHOMN WHBOJIIOINHA THUMYCa i CTaaun

Bepu(UIIMPOBAHKI y 7 NETEH, IBOE U3 KOTOPHIX POXKIACHBI 10 28 HEIEIN recTaluu,
Tpoe — Ha 28-32 Hexene, ABoe — B 34-37 Henenb. ['ubens Tpex neteil HacTynuia
Ha MEPBOM MECSIIe )KU3HH, YEThIPEX MalueHToB — B 1-3 Mmec. (Tadi. 9).

VY 2-x neredt BepuUIMPOBAH paHHWM HEOHATANbHBIN cercuc. OauH U3
nanueHToB (I17) poxaeHn Ha 28 Hemene recTalldd OT KEHIIUWHBI, CTpaaarolien
Hapkomanuel, napuuposanHor BUY u Bupycom HCV. Tlpuuunoit cmeptu cran

CENTUYCCKUH mpouecc: ABYCTOPOHHAA MHTCPCTHLIMAIIbHAA ITHCBMOHUA, CCpOSHBIfI
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MEHUHTORHIIEPAIUT, KapIuT, HEePpUT, TremaTUT, HIHTEPOKOIUT C arpodueit
CIIM3UCTON O00O0JIOUKM KHIlleYHHKa. Ha cekuuu 3aperucTpupoBaHa HSKTOMHS
JUM(GOUIHON TKAaHU B CTEHKY COHHOM apTepuu ¢ Cy>)KeHHEM ee MpocBeTa. JleBouka
norubna B Bo3pacte 32 AHEW OT MPOrpecCHUpYIOUeH  MOJMOPTaHHOM
HEJI0OCTAaTOYHOCTH.

VY opHoro pebGeHka ¢ J3KcTpemManibHO HHM3KOM Maccod Tena (1400 r),
poxaerHoro Ha 30-i Henene recramuu (I19), Ha done BIIC (cTeH03 aopTambHOTO
KJanaxa, jaegopMainvs MUTPAJIbHOrO KiamnaHa ¢ (QUOpO30M, YKOpPOUEHUE U
YTONIIEHWE COCOYKOBBIX MBIIII) PAa3BUJICS pPaHHUW HEOHATaJIbHBIA CETCHC,
OOyCIIOBJICHHBI ~ DHTEPOKOKKAMH W JMHACPMAIBHBIM  CTa(QHUIOKOKKOM.
PeructpupoBaiuch TUCTOJIOTHYECKUE TPU3HAKKA JIBYCTOPOHHEW ITHEBMOHUH,
THOMHOTO MEHHMHTO3HIe(haInTa, BEHTPHUKYJIUTA, TeMaTHTa, CIUICHWTa. PeOeHok
noru6 B BO3pacTe 2-X MeC. OT NOJUOPraHHON HEIOCTATOYHOCTH.

[IpuunHON JIETaNLHOTO MCXOJa Yy MallbuhKa, POXKIEHHOTO B 35 Heenlb
(IT10), crama nBYCTOpPOHHSST KPYITHOOYAroBasi MHEBMOHUS, pa3BUBIIAsICS Ha (OHE
koMOunupoBanHoro BIIC (yronmienue 3HAOKapja JEBOTO KEIyJouka, JAeeKT
MIIII, creHo3 neroyHoi apTepuu, CTEHO3 a0PTAIHHOTO KJIallaHa) U BPOXKIECHHOTO
TUBEpTUKYIe3a OpoHxoB. [Ipu 0aKTEpHUOIOTHIECKOM HCCIIEIOBAHUN OTIEISIEMOTO
U3 JbpIXaTelbHBIX myTel Beiaessumch E. colli u S. aureus.

VY raybokoHemoHOIIEHHOTO Mabunka (21 Henens recranun) (I15) Ha done
BJIJ1 3 cr. npucoeauHmIach IByCTOPOHHSS a0CLeIUPYIOIIasi THEBMOHUSI.

VY HenmoHomeHHoro pedenka (26 ueaens recranuu) (I16) nuarHocTupoBaH
S3BEHHO-HEKPOTUYECKUN DHTEPOKOJIUT, OCIIOKHEHHBIN CepOo3HO-(PUOPUHO3ZHBIM
IIEPUTOHUTOM, JIBYyCTOPOHHEN JNECTPYKTUBHOMN ITHEBMOHUEN Cc
ITHEBMOIIEPUTOHEYMOM u  paszButueM JIBC-cuHapoma, BHYTPHIKETYIOYKOBBIX
KPOBOMBJIMSTHUM.

Y wmanpumka, poxaennoro Ha 30 wHememe Oepemennoctu (I18),
JMarHOCTHPOBAHBI CEPO3HBIM MEHHMHTOSHIE(DATHUT, cepo3Hasi OPOHXOMHEBMOHHS,
wieBpuT. PeGeHok mmen BpOKICHHYI0 OKKIIFO3UOHHYIO ruaponedaniio Ha GhoHe

cuHapoMa JleHau-Yokepa B COYETaHUU C IOPOKOM DPa3BUTHUS COCYHOB MSTKOU
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MO3roBoil  o0Oomouku. IlpuumHOM CMEepTH  SBUIUCH KPOBOTEUEHUE U3
MaTOJOTUYECKU Pa3BUTHIX COCYAOB IPU OMNEpPAIMU BEHTPUKYJIOIIYHTHUPOBAHMUS,
MOCTreMOopparuyeckas aHeMusi U MPOTPECCUpyrolas cepedHasi HeI0CTaTOYHOCTb.

B omHom cnywae y HemoHomieHHoro peoenka (34 wmem.) (T111)
Bepu(UIIMPOBAHA T'€HEPAIM30BaHHAS BHYTPUYTpOOHAsT UH(PEKIUS: ABYCTOPOHHSSA
MOJINCETMEHTapHasi  JACCTPYKTUBHAsT  ITHEBMOHHUS, MHOKAPIUT,  CEPO3HBIN
NEePUKAPAUT, TeMaTuT, HeDpUT, XPOHUYCCKUU CHAJIOAJCHHUT, CEPO3HBIN
MeHuHTORHIIepanuT, ociaoxauBmmecs PJIC, JIBC, orTekoM  Jerkux,
MEPUBEHTPUKYIISIPHBIMU HEKPO3aMH C UCXOaMU B KUCTOOOpa30BaHUE.

[TaTromopdonornyeckas kaptuHa B BuioukoBoi xkenese npu AU 1l ctagun
XapaKTepHu30BaIach WHBEPCUEH KOPKOBOTO M MO3TOBOTO CIIOEB, (pOpMUpOBaHHEM
teneny ['accayist ¢ OONBIIMM KOJWYECTBOM JUM(OLMTOB B CTaauu pekcuca. B
TUM(pATUYECKUX Vy371aX M CEJIe3€HKE CHIDKAIOCh KOJIMYECTBO JTUMMDOUTHBIX
(b oITUKYIIOB.

[Tokazarentm TREC u KREC ObpiiM  CyIIECTBEHHO CHHXKEHBI Y
rIIyOOKOHEIOHOIIeHHOTO  pebenka (21  Hemenms recranuu) ¢ BJIJ wu
abcuemupyromieit maesmonueit (I15) (tadn. 9). ITokazarenn TREC Obutn HU3KUMU
y 2-X ITyOOKOHEIOHOIIIEHHBIX JIETeH, POXKISHHBIX Ha 26 U 28 Heaensx recTaluu
Ha QoHe panHero HeoHatanpHOro cercuca (I16) w  HEKPOTU3UPYIOIIETO
snTepokonuta (I13 7). Mare ogHoro u3 aereil unpuuupoasna BUY. Ymepenno
cHKeHHble  mokaszarenu  TREC  3apeructpupoBanbl y  peOeHKa  C
komOuHupoBaHHbIM BIIC (I110).

Tabmuma 9 — Tlokazarenn TREC u KREC y mamueHToB ¢ akuaeHTaIbHOM

unpooruen tumyca lll cragun

[TarmenTsr  |Cpoku Bospact na moment |TREC KREC
recTaliu CMEpTH (ma 10°/L) (ma 10°/L)

115 21 51z 29 nneit 5,91*10! || 2,51*10t |||
I16 26 50 nHeit 6,69*10% | | 8,59*10°

117 28 32 nEs 5,97*10% || 3,97*10?

I18 30 56 nHeit 5,46*10° 1,07*10°

119 30 50 nueit 3,99*%10% | 1,71%10?
110 35 21 nesp 1,00*10? 6,40%10°
111 34 11 nueit 6,10*10 9,38*10°

74



Y 10 ymepmmx pgetedl mnpu MaToMOp(OJOTHUYECKOM HCCIEAOBAHHUH
Bepupuuuposana AWM  tumyca IV cragun. Cemb jgerell  okazaiuch
HEJIOHOUIEHHBIMH, | peOEHOK POKEH 0 28 HeJenu recTaluu, 4eTBepo — ¢ 28 1o
34 menmemo, nBoe — ¢ 34 mo 37 Hememto. ['mbenp AByX nmered HacTynmuiaa Ha
MIePBOM MecsIIIe KM3HU, YeTBEphIX — B 1-3 Mmec., 1Byx — B 3-6 mec., A1ByX — B 6-12
mec. (tadu. 10).

Y 2-x pered pas3BWICA PAaHHUM HEOHATAIBHBIM, Y S5-TM — NO3QHUU
HEOHATAJIbHBIN CETNICUC C BOBJICUCHHEM LICHTPAIBHOW HEPBHOW CUCTEMBI, JIETKHX,
KKT, mouek. Ha cexuum perucTpupoBaIMCh JBYCTOPOHHSA NOJIMCETMEHTApHAs
JNECTPYKTUBHAs ~ TMHEBMOHHUS,  THOWHBIM  TUIEBPUT,  MEHUHTO3HIE(aAIUT,
BEHTPUKYJIHUT, TENaTUT, KapauT, HeGputr. B AByX ciaydasx OTMEUEHO pa3BUTHE
THOWHOTO CIUICHUTA.

VY nByx nmereit (I113, I114) GakTepualbHBIA CETICUC pa3BepHYyJcs Ha (oHe
BpoxJieHHbIX aHoManui JKKT u nerkux. [Ipu GakTepuoaornyeckom mnocese KpoBu
seieisunck Klebsiella pneumonae (3), E. Colli (2), Enterococcus faecalis (1).

Y HemoHomeHHoro Manbuuka (35 wHemens) (I117) wa ¢one BIIC
(HEeIOCTaTOYHOCTh ~ TPUKYCHUIAIBHOTO W JIETOYHOTO  KIIAAHOB, CTEHO3
AOpTaJbHOTO M MHUTPAJIBHOTO  KJIAMAHOB, OTKPBITHIM  OOTa/NIOB MPOTOK,
rUnepTpopusi CTEHKU MPABOTO JKEIMyI04YKa, SHIOKapAHAIbHBIN (PUOpP03IacTos),
HEIMOJIHOTO  YABOEHUS JIEBOM TMOYKM pa3BWIAaCh TsbKeNlas JIBYCTOPOHHS
IIOJINCETMEHTAapHasi NHEBMOHUSA C IPOTPECCUPYIOLIEH  CEepACYHO-JIErOYHOU
HEJI0OCTaTOYHOCTHIO.

Y JoHOIIEHHOro peOeHKa C BPOXJICHHBIM ToKcorutazmo3om (I121),
OKKJTFO3MOHHOW  THaporedanreii, MHOXECTBEHHBIMH KHCTaMH, OYarOBbIMHU
HEKpO3aMH B TEPUBEHTPHUKYJISAPHBIX 30HAaX TOJIOBHOIO MO3ra JUAarHOCTUPOBAH
opouxuonut PC-BUpPYCHOW JTHOJOTHH, TOCTYXUBIIUKA TPUUYNHON CEPACUHO-
JIETOYHOM U MTOJIMOPTaHHOM HENOCTATOYHOCTH.

VY neBouku, ymepiieil B Bo3pacte 8 mec. 27 aueit (I120), Bepudunuposan
BpoxkneHubiii rematut (LIMB+BI'B) ¢ mpomudeparnueii kemuHbIX XOIIOB C

UCXOJIOM B MEJKOY3JOBOW LMPPO3 C BAPUKO3HBIM PACHIMPEHUEM BEH HUKHEH
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TPETH NMUUIIEBOAA, acLUTOM. [IprumHoil cmepTu ctanu passutue J[BC-cunnpoma,

OTeK u HaOyXaHHE TOJOBHOTO MO3ra, JUCTPOPUYECKHE  HM3MCHEHHS
MapeHXUMAaTO3HBIX OPraHOB U FOJIOBHOTO MO3ra.

B Tumyce ymepmmx nereid ¢ mnpuszHakamu AWM IV mpocnexuBanuch
BBIPKEHHBIN KOJIJIATIC JIOJIEK, OTCYTCTBHE Pa3JeIeHHs] Ha MO3TOBOE€ M KOPKOBOE
BelecTBa. Jonbku ObUIM MpeCTaBIEHbl TPEUMYIIECTBEHHO KOJIIIaOMpPOBAaHHBIMU
AMUTETHATBHBIMI KJIETKaMU C HEOOJIBIIMM KOJIHYECTBOM JMMQOIHUTOB. Mexmy
JI0JIbKaMU OTIPEJIEISUTUCH IIUPOKUE TMPOCIOUKH COCTUHUTEILHON TKaHU.

Camwxennble iokazarenu TREC ormeuensl y 3-x mereir, TREC+KREC — y
2-x  pereir. Ilokazarerm TREC  Obumm  CYIIECTBEHHO  CHUXKCHBI Y
riyOokoHeoHomeHHbIX naruenToB (I112, T113) ¢ paHHMM HEOHATaJbHBIM
CEIICUCOM, POXKJICHHBIX Ha 27 1 28 HeJEemsIX TeCTali U UMEIOIINX SKCTPEMAIBHO

Hu3kyto maccy tena (900 u 1500 r. cooTBeTcTBeHHO) (Tabds. 10).

Tabmuma 10 — Ilokazatermn TREC n KREC y marueHTOB ¢ aknuaeHTaIbHOU

uHBoJOIMeN Tumyca IV crenenun

[TanmenTsr  |Cpoxu Bo3zpact Ha MOMEHT TREC KREC
recTaln Cwmeptu (1a 10°/L) (1a 10°/L)
112 27 7 nHeit 1,19*10% | | 1,26*10°
1113 28 38 nueit 6,25*10% | | 2,76*10°
1114 31 169 nueii 3,46*102 2,42*10°
1115 31 65 el 1,04*10% | 4,43*10* |
1116 33 43 nusa 1,75%10% | 3,85*10°
1117 35 22 nust 2,36*10° 6,34*10°
1118 36 56 mHei 3,22*10% || 3,77*10% |
1119 38 126 nuei 6,09*10° 8,561*10!
1120 38 265 nHeit 5,87*10° 1,38*10°
1121 39 267 nHew 1,13*10° 2,87*10?

Huzkue nokazarenu TREC u KREC ormedens! y nByx aereil ¢ mo3aHUM
HCOHATAJIBHBIM CEIICHCOM U MHOKECTBEHHBIMH aHOManusMu pasputus (1115, 118)
B BHJIC€ aTpe3Uu MHIIEBOAA, HEIOPa3BUTHUA 12-TIEPCTHOM KHUIIKH, HEMOJHOTO
YIABOCHHS CEJIE3CHKH, KUCTO3HBIX H3MEHECHHUM SWYHUKOB, a TaKK€  IOPOKOB
OpOHXO0JIETOYHOW CHUCTEMBI (BPOXKIICHHBIE KUCTBI C TMOCIEAYIOIIUM HArHOCHHEM,

HE3peJIOCTh JIETOYHOM TKaHu). YMepennble uamenenus T REC 3aperucrpupoBanbl
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y HEJIOHOIIEHHOTO pebenka (33 Hea.) ¢ MO3HUM HeOHaTanbHbIM cencucoM, BIIC
(IT16).

AW V cranuu 3apeructpupoBana y 17 geteil, Tpoe U3 KOTOPHIX POXKACHBI 10
28 Hexenu recranuu, ABoe — B 28-32 Henenb, ueTBepo — B 32-34 Henenu, Tpoe — B
34-37 Henenb, OCTaIbHbIC OBLIM JOHOIICHHBIMH (Ta0r. 11).

[To3nHuit HeOHATANBHBIN Cencuc BepuPUIMPOBaH y 7 AeTed, 6 U3 KOTOPhIX
OBLIM HEJOHOIIEHHBIMHU, JBOE — C 3KTPEMaJIbHO HU3KOM Maccoil tena (960 u 980
r). [Ipu maromopdoaoruyeckoM HMCCIIEeIOBaHUU BBISBISIIUCH MEHUHTOSHIIE(ATUT
(3), nBycTOpoHHSs TmoJucerMeHTapHas (4), aOcuemupyromas (1), ceposHo-
neckBamato3Has (1) mueBMoHus, Muokapaut (5), nepuxkapaut (1), meppur (5),
APO3UBHO-SI3BEHHBIA JHTEPOKONUT (3), MOpTalbHBIN renatutT (2), rematut (2),
cruieHuT (1). ¥V nByx nereil BepupuiupoBaHbl MOPOKH PA3BUTHS, B OJTHOM CITydae
JIMarHOCTUPOBAH MYKOBHUCILHIO3.

Y 3-x nereid B KayecTBE OCHOBHOW NPHYMHBI CMEPTH KOHCTATHUPOBAHA
reHepaIu30BaHHass BHYTPUYTpoOHass HHQEKIUsS C Pa3BUTHEM MEXYTOUHOU
MTHEBMOHUHU, MUOKap/IUTa, TenaTuTa, HehpuTa, CHaI0aJICHUTA. Y JBYX MAIlMEHTOB
BYU coueranack ¢ popmupoBanueM s3mobpuoderonatuii (JAMIIII, mukpornatus,
MUKPOTJIOCCHSI, BPOXKACHHAS HApY>KHAsI U BHYTPEHHSSI TUIpolie(ainsi BCIEICTBUE
INIATBHBIX PYOIIOB M CYXEHHUS YCThSl CIIMHHOMO3TOBOTO KaHaja, JUBEPTHKYJIE3
OpoHx0B, (hrdposIacTo3s).

Y  JOHOLIEHHOM  JE€BOYKHM, CTpaJaBLICH  S3BEHHO-HEKPOTHYECKUM
HSHTEPOKOIUTOM C Tepdopaieid ¥ MOBTOPHOM pe3eKIMed KHUIIKWA, CUHIAPOMOM
XPOHUYECKOM  ManbaOcopOIuu, pa3BepHyJach TeHepaau3oBaHHas  (popma
ajeHoBupycHoW wHbeknuu, ocioxuupmascs J[BC, orekoMm u HaOyxaHuem
rOJIOBHOT'O MO3ra.

Tsoxenast AByCTOPOHHSISI TIOJIMCETMEHTapHAs THEBMOHUS BEpUPHUITUPOBAHA Y
4 nereii ¢ npusHakamu AW V craguu, B TOM 4UCJE Yy 2-X HEJIOHOIIEHHBIX JETEH C
IKCTpeMaiabHO HHU3KOW Maccoi Tena (850 m 970 r), poxnenubix Ha 25 u 31

Heaensix oepeMeHHocTd. B 2-x cinyyasx umenu mecto komOuHupoBanusie BIIC, B

77



TOM YHCJI€ TPAHCIO3HMLMS KPYIHBIX COCYJIOB, THIOIUIA3HUsS aopThl, JHWJIATaALUs
aerounoit aprepuu, JIMIIII, JIMXII, runeptpodus muokapaa.

Y onmHoro peOeHka pa3BWICA  OPO3UBHO/A3BEHHBIH  SHTEPOKOJIHT,
OCJIO)KHHUBIIMICS pa3IUTBIM NEPUTOHUTOM, JIBC-cHHIpOMOM, OTEKOM MO3ra.

Y pebeHka ¢ codeTaHHBIMM TOpPOKAaMU pa3BUTHA: Tpuanod Pamo
(memOpannbiit gegext MXOKII B ob6acTi aHeBpU3MBIL, CTEHO3 JIETOYHOU apTepuH,
OOO) wu BpOXICHHOW OKKJIIO3MOHHOW THaporedanrel Tmocie Omnepamnuu
BEHTPUKYJIOIIEPUTOHEATBHOTO

IMYHTUPOBAHUA AUAIrHOCTHPOBAHBI THOMHBIN

MCHI/IHFOBHHC(i)aHI/IT, BCHTPUKYIINT.

Ta6muma 11 — Ilokazarenu TREC u KREC y manueHToB ¢ akIiuaeHTalIbHON

MHBOJIIOIMEN TUMYyca V cTeneHu

[MarmenTer  |Cpokwu recranmu  (Bo3pact Ha TREC (na 10%L) |KREC (ma 10°/L)
MOMEHT CMEPTH

1122 32 Henenu 52 nHsA 5,76*101“ 9,66*10!
1123 35 Henenb 11 nueit 2,29*102 1,07*10°
1124 36 Henenb 21 neHn 6,68*102 2 64*102
1125 40 genenn 14 nueit 1,96*102 ! 6,23*102
I126 27 Henemab 30 mueit 6,67*10° 3,57*101 l
1127 26 Helenb 93 nHs 4,68*10% || 2,36*102 |
1128 32 Henenu 79 nuew 3,48*10% L 1,54*10?
1129 32 Henenun 52 mHsA 4,75%10° 2,14*102
I130 39 Henenb 50 nueit 1,85*102 ! 1,26*10?
I131 36 Henmenb 28 muen 3,22*10% 3,77*10% l
1132 33 Henenb 194 nusa 2,60*102 4,08*10°
1133 38 Henmenb 167 nueit 1,25*10° ! 1,49*102
1134 25 "Henenn 26 nuen 1,47*10? ! 4,55*10! l
1135 39 Henenb 122 nust 1,46*102 | 5,15*10?
I136 31 Henmens 64 nug 1,83*10° ! 3,20*10! l
I137 39 Henenb 236 nHew 1,51*10° 9,89*102
1138 29 nHeneanb 21 neHn 1,08*10° ! 2,61*10°

[Ipu maromopdonornyeckoM HCCIEOBAaHUU THUMYyCa PETHCTPUPOBAIHCH
aTpodusi MapeHXUMBI, CKJIEPO3 U JIUIIOMATO3 CTPOMBI. J[0JIbKU THMycCa MeEJIKHE,
COCJIMHUTEILHOTKAHHBIE IIEPETOPOJIKA PACHIMPEHBI, OTMEYAIMb pa3pacTaHue
JKUPOBOM  TKaHW, HHU3Koe KonudecTBO JuMdormtoB. Tempra [accans

O6H3py>I(I/IBaJ'H/ICB B MaJIOM KOJIHMYCCTBC, OTACIBHBIC — C IIPU3HAKAMH
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oObI3BecTBICHUA. B mnepudepuyecknx numpaTHdecKux y3aax M Cele3eHKe
oTMeyasnach  AenuM(OTH3AIUS  CTPYKTYpHO-(PYHKIMOHAJIBHBIX  30H, IpHU
TUCTOJIOTUYECKOM  HCCIIEJOBAaHUU HAOMIONAIUCh €IWHUYHBIE JHUMQOUIHbBIE
(b OJUTUKYJIBL.

ITokazaremu TREC Obumm cHwkensl y 7 gereir, KREC - y 1-ro,
TREC+KREC —y 4-x (ta0m. 11).

CymectBennoe cHmkenne TREC (1122, 1128) m TREC+KREC (I127)
3apErucTPUPOBAHO Y 3-X JETEH ¢ MO3IHUM HEOHATAIBHBIM CEIICUCOM, POXKIECHHBIX
B 32 u 27 Henenb 6OepeMeHHoCTH, ¢ Maccoi tena 960, 2200 u 980 r. Y nByx nerei
cericuc pazBuwica Ha ¢one BIIP, B Tom umcne BpoxiaenHoit martosioruu KKT
(aHOMaJIbHOE PACMOJIOKEHUE COCY/IOB CTEHKH KHIIEYHUKA M TOJKEITYJOUYHON
JKeJe3bl), U MHOXKECTBEHHBIX NOpoKoB pa3sutus — JMIIII, mukpodranbma,
CY>KE€HUSI yCThsi MOYETOYHUKOB, JIBYCTOPOHHETO THAPOHE(DPO3a, HEMPABUIBLHOTO
BETBJICHUS, TUBEPTUKYJI€3a OPOHXOB.

YMmepennoe cHmwkenne TREC orMeueHo y moOHOIIEHHOTO peOCHKA C
OaktepuanbHpiM  cericucom Ha ¢one BIIC (I125), y nByx nereit ¢
reHepann3oBanHoil BupycHoW wuH(pexmueit — ABU (I133) u [IMBU (I130), y
narerra ¢ HOK, poxaennoro na 29 nemene recramuu (I138), m mambumka ¢
Tspkeno mHeBMoHuer Ha ¢oHe BIIC (Tpancmo3uimsi KpYMHBIX COCYIIOB,
rurnoruiazus aoptel, JJMIIIT) u DHMT (I135).

YMmepennoe ymenbienne [REC wu KREC 3apeructpupoBano vy
rIIyOOKOHEIOHOIIeHHOTO Manmbuuka (25 "Hen.) ¢ OMHMT (850 r) (I134), a taxke y
pedenka ¢ cuaapomoM Jlayna m OHMT (970 r) (I138). YV mammeHnTa ¢ CHHIPOMOM
JlayHa nmuarHocTHpoBaHbI TeTpaga Daiso, HeJopa3BUTHE XPSAIIEH OPOHXOB.

B 5-tn CIy4asix CEKIIMOHHBIX HaOJIIOIEHUI YCTaHOBJIEH
natomopdonorudeckuid  auarfo3  Bpoxkaennoro MHJAC. Y 1 pebGenka
Bepu(UIIMPOBAH KUPOBON MeTamMop(o3 BHIIOYKOBOM >Kene3bl, y 3-X JeTer —
MPU3HAKW THIOILIAa3MH TUMYyca M He3peiocTu nepudepudeckux oprano MC, B

tom uncie Heknaccuumupyemsrii UJIC (1), cunapomer [Ju/lxopmxu (1),
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Onsapaca (1). PerpocnextuBno ocymectsieH ananu3 1TREC u KREC pe6enka c
CEeMEHHBIM JIMM(OTHCTHOIMTO30M (cHHIpoM I 'purieru 2) (tadm. 12).

VYV wmanpunka (I139) ¢ HECBOEBpEeMEHHBIM >KHPOBBIM METaMOpP(O30M B
J0JIbKaX M CTPOME BWJIOYKOBOM JKEJE3bl IMPOCIECKUBAINCH YYaCTKU KUPOBOU
TKkaHu, puopo3. Ha nepudepun nonex Tumyca BU3yalu3UPOBAIUCH PETUKYIISIPHBIC
KJIEeTKH. B TKaHW ceNne3eHKH OTMeuaauch MeJKue JUMQPOUIHbIE (OJUTUKYIBI Oe3
CBETJIBIX LEHTPOB. B permoHapHbIXx aHM(pAaTUYECKUX Yy3JaX OTCYTCTBOBAIU
KOpKOBag 30Ha u  JuMdougneie  Qoiuukynbl.  JlumdouaHas  TKaHb,
aCCOLIMMPOBAaHHAs CO CIM3UCTOM OO0OJIOUKOM KHIIEYHMKa, Oblla 3aMelieHa
PETUKYIISIPHBIMU KJICTKAMH.

B Bo3pacte 7 wMec. y pebeHka pasBepHynach (QatanbHas ¢dopma
TreHEepaIu30BaHHON SHTEPOBUPYCHON HMH(EKIUU: CEPO3HbIH MEHUHTOHIE(DATUT,
BEHTPUKYJIHUT, OCTPBIA JIECKBAMATUBHBIN HTEPOKOJIHUT, CEPO3HO-I€CKBAMATUBHBIN
Tpaxeur, OpPOHXOIMMHEBMOHUS, MHUOKApJWUT, MOPTAJIbHBIA TemaTtutr, Hepput, 4TO
OPUBEIO K PAa3BUTHUIO MOJUOPTraHHOM HEIOCTATOYHOCTH M TOCIY>KHIIO
HEIIOCPEJICTBEHHONW IPUYMHOM CMEPTH  NALMEHTA. [Ipu onpeneneHuu
HKCLIM3UOHHBIX KOJIEL T€HOB peapaHXMOBKM T- M B-KIIETOYHBIX pELENnTOpOB B
apxuBHor kapte Guthrie (I139) ypoBenb TREC ymepenHo cHuxkeH
(7,91*10Y/10°L), yposenr KREC — 0. YuutsiBas KIMHUKO-T1a00paTOPHEIE JAaHHEIE,
HEJb3s UCKIIOYUTh BPOXKACHHYIO THIIOraMMariio0yInHEMUIO.

Y Manpuuka, yMepiiero B BO3pacTe 3-X JIET OT MPOrpecCUpyrolen
CEpJIEYHO-JIETOYHON HEJOCTATOYHOCTH, MOCMEPTHO BEPUDUIMPOBAH CHHAPOM
Hu/lxopmxu (I142). Tlpu maroMopgoOIOrHYEecCKOM HCCICIOBAHUN OTMEYAIUChH
BIIP B Bune terpaast ®amio (JIPKMII, cTeHO3 JEroyHOM apTepuH, COCTOSHUE
1ocJie PaguKaaIbHON KOPPEKIMH), MOPOKH Pa3BUTHSA KOHEUHOCTEH — OTCYTCTBHUE
MIPOKCUMAJIBHBIX CYCTaBOB OOJIBIIUX TalbIEB KHUCTEH, JHUIEBON aucMopdu3m
(Mukporedanusi, TpuraHoredanus dYepena, TUIEPTEIOPU3M TJIa3HBIX SIOJIOK,
MUKpPOTHATHsI, aHOMaJIMsI YIIIHOM pPaKOBHUHBI cripaBa). JIeTaabHbI UCXO HACTYIIHII
B pe3yJbTaTe BHUPYCHOW WH(MEKIIMH, BEPOSITHO, PECIUPATOPHO-CHHITUTHATHHOM,

YTO CONPOBOXKAAIOCH Pa3BUTHEM OPOHXHMOJIUTA U JIEKOMIICHCAIIMEHN JbIXaTeIbHON
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U CepJICYHON HEOCTATOYHOCTH. B muHaMUKe MUCIaHCepHOTO HAOIIOEHUS paHee
PETHCTPUPOBAHCH OCIIO)KHCHHBIC pecnupaTopHbIC nH(DEKIuY,
TUNOKAIBIIIEMUYECKUE CYIOPOTH.

Ha cexuuu yctaHoBiieHa BpOKJIeHHAs Tumoriasus Tumyca (macca 3 r). [lpu
naToOMOP(}OIOTHYECKOM HCCIAEAOBAaHUU TUMYC PEAYLUUPOBAH A0 SMUTEIUATBHBIX
ctpykryp. Tenbua 'accans orcyTcTByt0oT. OT™MEUaeTCs runoriasus IMMgGoy3ioB U
MuHJaIH. [UcTomornueckn mMeer Mecto aenuMdoTusanus mnepudepudeckux
TUMGOUIHBIX 00pa3oBaHUM, BU3YAIM3UPYETCS MPEUMYILECTBEHHO CTpOMa
JUMATHYCCKUX  y3JI0B, TIPEACTABICHHAs CEThIO CHHYCOB. B  cene3eHke
MIPOCIICKUBAKTCS PE3KOE CHIDKCHHE JTUM(GOIMTOB B MEPUAPTEPHAIBHBIX 30HAX U
mumoungaeix pommmkynax. [lokaszarenn TREC pesko cumxenst (0,8*10%/10°L),
KREC — nopmansssl (7,29%10%/10°L) (I14).

ManpurK ¢ MOATBEPKICHHONW B KapuUOTHUIIE Tpucomuei mo 18 xpomocome
(cungpom DOnsapaca) (I143), poamiacs AOHOIIEHHBIM C MHOXXCCTBEHHBIMU
MOPOKAMH Pa3BUTHS: IBOMHOE OTXOXICHHE JIETOYHOTO CTBOJIA W AOPTHI OT
IpaBoOro KEIyJouka, JBa JedeKkra B  MEXKKEITYJOUKOBOW TMEPEeropojke,
GYHKIIMOHUPYIOIIEE OBaJbHOE OKHO W OOTaUIOB TMPOTOK, JIBYCTOPOHHHUI
KPUIITOPXU3M, THIIOCTIAIUsl, areHe3usi MO30JIUCTOTO TeJjld, aHOMAaJIUHU JIUIIEBOTO
ckenera  (monmxoredanuyecKuid  yepem,  MHUKPOPTaIbM,  MHKPOTHATHSA),
CUHAAKTWINS CTOI, TUIOIIa3us Tumyca (Macca 5 r1). [lpum rucromorudeckom
UCCJIEIOBAaHUM  THUMyca  OTMeuYajlach HMHQWIbTpALUS  JOJEK  KJIETKaMHu
AKCTPaMEIYJUIIPHOTO KPOBETBOPCHUS, HE TPOCICKHUBAIOCH pa3leicHue Ha
KOPKOBOE M MO3TOBOE€ BEIIECTBA, OTCYTCTBOBAJIM Tenblla [accans, oTMedanoch
CHI)KCHHE KOJIMYECTBa JUM(OUIHBIX KIETOK, OTCYTCTBOBAJIM MPHU3HAKH
aKuuJeHTaIbHOM TpaHchopmanu. PebeHok mnorub6 Ha 28 CyTKM B CBSI3U C
MPUCOCIMHEHUEM  peCcrnupaTopHO  WHPEKIHUHM W MPOTPECCUPOBAHUEM
JBIXaTeIBHOM M cepaedHor HempocTatouHocTH. [Tokazarenu TREC pe3ko cHHKEHBI
(1,1*10%10°L), KREC — nopmanbhsI (2,68*10%/10°L) (T15).

B enuanuHOM Cciyyae Ha CEKIIMM YCTAHOBJIEHA pPe3Kas THMOIIIa3us THMYCa

(macca 0,7 r). Ilpy MHKPOCKONHMYECKOM HCCIICIOBAHUU BWJIOYKOBOM KEJE€3bI
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HAONIONQINCh THIIOIJIA3USI CTPOMBI, EIUHUYHOE KOJIUYECTBO JUM(OUTHBIX
KJIETOK, OTCYTCTBHE TUMHUYECKHX Tenen. B pernoHapHbIX TUMGaTHYECKUX y3J1ax
BBISIBJICHO  OMYCTOIICHHE  MapaKkOPTUKAJIbHOTO W  MO3TOBOTO  CJOEB, B
MOJICITU3UCTOM CJI0€ KUIIEUHHUKA — TUIIEPIUIA3Hs JIUM(POUIHBIX (DOJUTHKYIIOB.

JleBouka poaunach aoHomreHHOW ¢ Becom 4250 r (I140), ¢ poxneHus
OTMEUAJIUCh YMOPHBIM KaHAMA03 CIMU3UCTBIX POTOBOM MOJOCTH, IHTEPOKOJIUT,
pacnpocTpaHeHHbIE ompenoctd. [Ipu  TUHAMUYECKOM HCCIEOBAaHUM KpPOBU
peructpupoBaics croiikas mumdonenus (0,2*10%n). B Bospacte 2-X Mec.
pa3BepHYJIaCh reHepaIn30BaHHas MOCTHATaJIbHAasI CMV-6o1e3Hb:
MEHWHTO3HIIe(paIHT, JIBYCTOPOHHUH XOPHUOPETHHHT, JIBYCTOPOHHSIS
MoJINCeTMEHTapHasi MHEeBMOHMsS. PeOeHok morub6 B Bo3pacte 79 gHEd OT
noysmopranHoii Hegocratounoctn. Ilokaszatemm TREC — 0, KREC — 0 (I140).
Knuanueckuit U maroMop@osIOTUYECKU CHHIPOMOKOMILIIEKCHl B COYETaHUHU C
orcyrcteueM |REC wm KREC He T1O3BONSIOT HCKIIOYHTH  TSOKEINBIN
KOMOMHUPOBaHHBI UIMMYHOAE(PULUT.

Manbuuk (I141) ¢ cemelinbiM remodaroruTapHbiM TUMEGOTUCTHONUTO30M (Y
POAHOTO OpaTa T€HETUYECKH TMOATBEPKIACHHBIN cUHAPOM ['pucueniu 2) poausics
Ha 36 Hemenme OepeMeHHOCTH ¢ BecoMm 2600 r. B aunamuke HaOMOIACHUS —
YaCTHUYHBIK  anbOWHU3M,  JUM@onponudepaTuBHBIA  CHHAPOM,  IMH3O0bI
muxopaaku. B 1 r. 3 Mec. pa3Buiics 3710KaueCTBEHHBIN JMMdorpoindepaTuBHbINA
npouecc (mpoiumdoruTapaas auMdocapkomMa) ¢ mopakeHueM JUMEPATHIECKUX
y3JI0B BCEX TPYIII, SBUBIIUICS TPHYUHOHN JIETAILHOTO UCXO/IA.

Ha cexnmm oTMedasiocs yBelInueHHe BCEX TPYIT JUM(OY3JI0B, CIIassHHBIX B
KOHTJIOMepaThl. [IpM THCTOJIOTHYECKOM HCCIEOBAHUU B HEKOTOPHIX W3 HUX
OMpeNeNIsUIUCh TUnepTpodrupoBaHHble TUMMOUIHbIE (HOUTUKYIBI C BBIPAKEHHBIM
KapUOPEKCUCOM H (parormurTo3om, B JIPYrUX — pa3pacTaHWE HE3PENbIX KIETOK
mumbougHOTO psifga, oOpa3oBaHUE NBYSJIEPHBIX M MHOTOSJCPHBIX KIETOK. B
KOCTHOM MO3T¢ — IpHU3HaKK reMo¢aromnnTosa, He3peabie TuMGouIHbIe KIIeTKH. B

TUMYCC OTCYTCTBOBAJIN TCJIbLlA FaCCEUIH, B CCIIC3CHKEC — J'II/IM(I)OI/II[HBIG (1)OJ'IJ'H/IKYJ'H>I.
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[Mokazaremu TREC  cumxensr  (1,08%10%/10°L), KREC — HOpMalbHBI
(7,29*%10%/10°L) (I13).
Tabmuma 12 - ITokazareru TREC wu KREC y mnamuentoB ¢

naToMOp(OIOTrHIECKUMHU MTpU3HaKaMu BpoxkaeHHbIX NJIC

[Mamwentsr  |Cpoku Bospact Ha MomenT | TREC (1a 10%/L) |KREC (na 10°/L)
recranuu CMEpTH

1139 39 Henenb 215 nuen 7,91*10% 0,00

1140 40 genenn 148 nuei 0,00 0,00

1141 37 "Henenb 1 r. 3 mec. 24 nusg 1,08*102 1,70*10?

1142 40 menens 21 9.mec. 15 nmeit  |0,8*10! 7,29%10°

1143 37 "Henenb 28 nuen 1,1*10! 2,68*102

B cooTBeTcTBUM C 3a1auaMu KCClieJOBaHUSL B pabOTE MPOBEACHO CpaBHEHUE
noKa3areyied SKCIU3UOHHBIX KOJICI peapaHXKUpOBKHM TeHoB T- u B-KiieTOuHBIX
peuenTopoB B CyXMX  ISTHaX  KPOBM  YMEpPIIMX  MAlMEHTOB  C
naroMopdoJIOTUYECKUMU TPU3HAKAMH YTHETEHUS HMMYHOI€HE3a B BHJIC
aKnuaeHTaapHOoW nHBOMonMK TuMyca. [lokazarenn TREC mpu AU 11l coctaBmmm
59,7 [54,6; 59,7], KREC — 397 [107; 387], npu AW IV — 205,5 [62,5; 587] u 336
[85,1; 1260], npu AUV — 183 [82,8: 212,5] u 214 [71,1; 262,5] (puc. 10, 11).

2000 Ha 10%/L
16
1 500 *
1 000
3
7 05
*
500 08
205,6 %
0 1T
I | |
ANl ANV ANV

Pucynox 10 — Ilokazarenu TREC B 3aBUCHMMOCTH OT CTaJMU aKIMJACHTAJIbHON WHBOIIOIUH
tumyca. Ilpumeuanue. Ha Ouacpamme 015 Kaxcoou epynnvl 0mooOpaMdceHvl. Meouaud,
keapmunvHoiid pazmax (00,25-00,75), pasmax (MUuHuMyM, MaAKCUMYM) nepeMEHHOU.
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Pucynox 11 — Ilokazatenu KREC B 3aBHCMMOCTH OT CTaaWM aKIHMJICHTAIHHONH WHBOJIOIHH
tumyca. Ilpumeuvanue. Ha Ouacpamme 011 Kajxcoou epynnsl OMOOPANCEHbl: MeOuaud,
keapmunvHol pasmax (00,25-Q0,75), pazmax (MuHUMyM, MaAKCuMym) nepemeHHouU.

He BmisiBieHo craructuuecku 3HaunMbix paznuuuii TREC u KREC B
3aBUCUMOCTH OT CTaJIMW aKIUJICHTAJIbHOW WHBOJIIONUN BUJIOUYKOBOM KeJe3bl (puc.
10, 11). TIlpm omeHke mokKa3aTelied B 3aBHCHMOCTH OT CPOKOB T'€CTAallUH HE
YUUTBIBAIUCH AeTH ¢ maTtoMmopdonorndeckumu npusznakamu UJC. YcranosieHo
camwkenrne ypoBHs TREC y wemonomennwsix gereit — 127,5 [58,4; 372,5] mo
cpaBHeHHMIO ¢ AoHomeHHbME — 408,5 [185; 869], p<0,01 (puc. 12).

20007 a 10°/L

15007 -1

1 0007

p=0,01
500
R -
o JR— —
T T
HenoHolueHHble [ OHOLLEHHbIE

Pucynok 12 — ITokazatenu TREC y 1oHOIIEHHBIX U HETOHOIIEHHBIX JeTel

Ilpumeuanue. Ha ouacpamme 0ns Kasxcoou epynnvl omoOpadiceHvl: MeOuaud, KeapmuibHbulll
pasmax (Q0,25-00,75), pazmax (MUHUMYM; MAKCUMYM) NepeMeHHOIL.

P — cmamucmuyeckas 3HaYUMOCHb PA3IUYULL MeXcOy epynnamu (kpumeputi Manna-Yummu)
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[IpoBenena omenka mnokasareneii TREC B 3aBUcMMOCTH OT CpPOKOB
recranui. CTaTUCTUYECKH 3HAYMMOE CHI)KCHHE 10 CPABHEHMIO C JOHOIIECHHBIMU
JIETbMU OIPEACISUIOCh TOJIBKO B TpyIIe TINTyOOKOHEIOHOUICHHBIX JIeTeH Co

CpOKaMU TecTanuu MeHee 28 Heaenb (Tadm.13, puc. 13).

Ta6muma 13 — Tlokazarenu TREC n KREC B 3aBucHMOCTH OT CpOKOB recraiuu

CpoKH recraiuu Mean TREC Mean KREC

21-27 wen 6 nueii (n=9) 59,7 [46,8; 61,1] * 236 [30,4; 256]

28-31 nen. 6 nueit (N=9) 183 [80,8; 264,5] 154 [70,4; 162,5]

32-36 nen. 6 gueii (n=10) 232,5[100; 610] 521 [264; 938]

Jonomennsie netu (n=10) 408,5 [125; 1510] 467,5 [149; 968]

Ipumeuanue: * — cmamucmuueckas 3HAYUMOCMb PA3IUYULL NO CPABHEHUIO C 2PYNNOLL

OdonoutenHvlx Oemetl (kpumeputi Hotomena-Ketinca, kpumeputii /lanna)

2 000
Ha 10%/L
1 500 .
o
1000
4
* T
5007 T 408,
p=0,015
6 183 232,
* 1
—_7 T T
o o,

| T T
| I [l \%

Pucynok 13 — [Tokazatenu TREC B 3aBucHMOCTH OT CPOKOB rectaniuu

Ilpumeuanue: P — cmamucmuyeckas 3HAYUMOCMb paziuyuti no cpasHenuro ¢ epynnou 1V
(kpumepuii Horomena-Keiinca, kpumepuii [lanna); | - menee 28 nedenv ececmayuu, 1l — 28-32
nedenu, 1l — 32-37 nedenw, IV- 6onee 37 neoens

[Tokazatenu KREC y HefoHomeHHbIX aeTel coctaBum 248,5 [44,9; 637], y
noHomeHHbIX — 467,5 [185; 869], cTaTucTHUeCKH 3HAYMMBIX PA3IHUUN MEXKITY
rpymnamu  (tabn. 13, puc. 14) u B 3aBUCUMOCTH OT CTCICHHU TeCTalllH

yCTaHOBJIEHO He ObLI0 (puc. 15).
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Pucynok 14 — Tlokazarenu KREC y 1OHOIEHHBIX W HEJOHOIICHHBIX JeTeH
Ilpumeuanue: P — cmamucmuyeckas 3HAYUMOCMb PA3IUYULL MedcOy epynnamu (Kpumeputl
Manna-Yumnu)

10000 Ha 10%/L
8 000
6 000
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*
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20007

Pucynok 15 — ITokazatenn KREC B 3aBUCHMOCTH OT CPOKOB T'€CTaIlH
Ipumeuanue: | - menee 28 neoenv cecmayuu, |l — 28-32 neoenu, 1l — 32-37 neoens, V- 601ee
37 neoeinw

IIpu ompenenenun nokazareneid TREC u KREC y gereit ¢ mopokamu
pPa3BUTHS HE YYUTHIBAIUCH JIAHHBIE YMEPIIUX AETEH, UMEIOIINUX MOPOKU pa3BUTHUS
B cTpykType npeanonaraembix 1IN (cunapomsr duJlxxopaxu, SaBapaca).

BrIBIIEHO CTaTHCTHYECKM 3HAYMMOE CHIDKeHHe Tmokazateneii TREC vy
ymepinux aereid, umerorux BITP — 179 [60,8; 248], o cpaBHeHMIO ¢ IeThMH 0€3

opoKoB pasputus — 542 [114,5; 248] (puc. 16).
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Pucynox 16 - ITokazarenn TREC y nereii B 3aBHCHMOCTH OT BPOKJICHHBIX TIOPOKOB Pa3BUTHS
Ilpumeuanue: P — cmamucmuyeckas 3HAYUMOCHMb PA3IUYUL MeHcOy epynnamu (Kpumepuii
Manna-Yumnu); | — ymepwue oemu ¢ BIIP, || — ymepwue oemu 6e3 BIIP

He ycTaHOBIIEHO CTaTHCTUYECKU 3HAYMMBIX pa3innunii mokasateneid KREC y
NeTel, uMeroIumx naTomopdosoruueckue npusHaku BIIP, — 330,5 [67,2; 637] u

npu ux otcyrcTBun — 275,5 [154; 938] (puc. 17).

10 000 Ha 105/L

8 000

6 000

4 000

20007

Pucynok 17 - ITokazarenu KREC y neteii B 3aBUCUMOCTH OT BPOXAEHHBIX TIOPOKOB Pa3BUTHS
Ilpumeuanue: P — cmamucmuyeckdas 3HAYUMOCMb PATUYUL MeXHCOY epynnamu (Kpumepuil
Manna-Yumnu); | — ymepuwue oemu ¢ BIIP, || — ymepwue oemu 6e3 BIIP

Takum obpazom, y 60,5% ymepmux nereir ¢ daTaabHBIMU HHPEKIIUAMU
OTIPEICISIIOTCS CHIDKCHHBIE TTOKa3aTeIM SKCIU3MOHHBIX KOJICI PeapaHKUPOBKU

reHoB T- u/unu B-KIIeTOUHBIX PEenTOpOB, 3aperuCcTpupoBaHHbIe Y 4 U3 7 nereit ¢
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AU Il ct., y 5u3 10 gereit —c AU IV cT.,y 7u3 17 —c AUV cT, a Takxe y Bcex
neter ¢ Mopdornormueckumu npuszHakamu  BpoxkaeHHeix UWJIC. Hwuskwue
nokazarenu TREC ormeuatorcs B 37,2% cinydaeB, KREC — B 4,6%, TREC+KREC
— B 16,6%.

He ycranoBneno B3aumocBsizu mokazatenei TREC u KREC B
HEOHATAIBHOM TIEPUOJE U CTENEHU AaKIUJCHTAIbHOW WHBOIIONMU THUMYCA,
pa3BUBIICHCS TpU MOCTHATATBHONU WH(MEKIMU. BRISIBICHO CHIDKEHUE TTOKa3aTelen
TREC y Bcex mamueHToOB ¢ MaToMOpPQOJIOTHYECKUMHU TIPU3HAKAMHU BPOXKICHHBIX
NJC.

[Tomy4ensr paznmuuus nmokazateneid TREC y moOHOMIEHHBIX ¥ HETOHOIICHHBIX
HOBOPOXICHHBIX. CTaTUCTUYECKM 3HAuMMoe CHmkeHue ypoBHeir TREC
YCTaHOBJICHO Yy TIyOOKOHEIOHOIIEHHBIX JETe CO CPOKOM TecTaluu MeHee 28
HE/IETIb.

BrisBieno ymensienue nokasareneit TREC y nereit ¢ mopokamu pa3Butus,
B CTPYKTYpE KOTOPBIX OTMPEICSIINCH TOPOKHA CEpIla U MaruCTPAIBHBIX COCYOB
(23,3%), anomanuu pazButusi JKKT B Buae arpesuii nmuineBoja M KHUIIICUHHUKA
(7,0%), nouek U MOYEBBIIECTUTENbHBIX MyTeH (2,3%), OPOHXOJErOYHON CUCTEMBI
(OpoHXOTeHHBIC KHCTBI, HemopasBuThe Xpsmied OponxoB) (7%), LHHC (7%),

oonesnp JlayHa (2,3%).

3.3. DddexTuBnocts omnpenenenus TREC u KREC B pyrunHoii
NMPaKTHKe Bpaya a/uleprojiora-uMMyHoJI10ra

B cootBeTcTBUM C 3ajadyamMu uccleqOBaHUS B paOOTe MPOBEICH aHaIU3
pesynbratoB TREC n KREC y 15 manueHnToB ¢ HacTOpakKHBaIOIUMHU MPU3HAKAMA
BpoxaeHHbIX WJIC. 7 nereét ObuM 0TOOpaHBl BPayOM-MMMYHOJIOTOM Ha JTarie
JMarHOCTHYECKOTO MOMUCKA cpeau OOJbHBIX, rocnuranu3upoBaHHbix B I'BY3 CK
«KIKb» r. CraBpomonst (tabn. 14), 8 mereit — BpadyoM HEOHATOJIOTOM Ha 0Oase

I['bY3 CK «CraBpononabCcKuii KpaeBoll KJIMHUYECKUN NepuHaTaibHblid HeHTp Nely

(Tabm. 15).
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MMamuent 1. Manbuuk OT mepBol OEPEeMEHHOCTH, CPOYHBIX POJIOB.
Hopwmanbnpie Macca Tema u poct npu poxacHuu (tabn. 14). C mepBbIX OHEH
YKU3HU — YIOPHBINA KaHAMI03 CIM3UCTHIX POTOBOM MOJIOCTH, IJloXas NpubOaBKa B
Bece, Chillb Ha Koxe. B Bo3pacte 10 nHeW MOABWIMCH JMXOpaaKa, CyIOpOTH,
COMopo3Hoe co3HaHue. ['ocnuranu3npoBaH B peaHuMalnmoHHoe otaenenue ['bY3
CK «KIOKby». [luarno3: «['eHepanu3oBaHHas IUTOMETATOBUPYCHAss WHQEKIIUSI
(IMBH): meHuHro3HUIEPAIUT, ABYCTOPOHHS IOJHMCETMEHTAapHAs MHEBMOHMUS,
XOPUOPETUHUT, Tenatut. CyqopokHbIA cUHApOM. ['unoTpodus 2 crerneHmny.

B Ouosornueckux cpenax mnpociexkuBanach Bbicokas L[MB-narpyska: no
420000 xomuii/ma B mukBope, A0 455000 konwuit/mi B kpoBH, 10 352000 xomuid/mi
B OpOHXOJerouHoMm acnupare. B obmiem aHanuze KpoBU — CTOMKas JTUMQOIEHUs
(6-12%). 3amono3peH TsOKENbI KOMOMHMpOBaHHBIH uMMyHoneumut (SCID),
BBITIOJIHEH MYJIbTUILUIEKCHBIM aHanu3 konumyectBa TREC u KREC. Brisiieno
nosiHoe otcytcrBue TREC, Torna kak ypoBenr KREC yknasgpiBancst B n1uarnas3on
pedepeHCHBIX 3HAYEeHMI, MPUHATHIX 3a BO3pAacTHy0 HopMy (Tabis. 14). Ilpu
UMMYHO(DCHOTHITUPOBAaHUK — pe3koe cHmkeHue uncia CD3*-, CD3'CD4*- wu
CD3*CD8"-nmum¢ponuToB; TMIIOUMMYHOTJIOOYIMHEMHUSL.

PebeHok  rocmuTanu3upoBaH B CHEIHUAIM3UPOBAHHOE  OTJIEIICHUE
ummyHosorun OI'bBY «HMUL[ AT'OU um. dmutpus PoraueBa» MuHn3apasa
Poccuu, rre BBINOJHEHO TEHETUYECKOE HCCIEIOBAHUE. Y TOYHEHHBIM HATHO3:
«Tsoxenass koMOWHUpOBaHHAsT WMMYyHHas HemnoctatouHocTh (T-B+HK-), X-
cueriennsiii  Bapuant (IL2RG. C.116-1G>C, GRCh38.p3 B remMu3urorHom
COCTOSIHUM)». HecMOoTpsi Ha MOBTOPHBIE KypChbl NPOTUBOBUPYCHOM Tepamnuw,
BKJIIOYAIOIIEH aHTULIMTOMETAIOBUPYCHBIE Tpenaparbl 2-d W3- JIUHUM
(ranmukiIoBUp, GockapHeT, NUA0(OBHUP), a TaKKE CHEHUPUUYECKYIO KICTOUHYIO
Tepanuio JoHOpckuMmu (or ortna) sumdormTamu  «mamsata»  (CD45RA
JETUIMTUPOBAHHBIE  JIOHOPCKHE JUMQOIUTBI) ¥ BBEJCHHE BHYTPHUBEHHBIX
UMMYHOTJIOOYJIMHOB, CTa0MIM3UPOBATh MH(PEKIMOHHBIN MPOIECC HE YAaIoCh. Y
pebeHka mporpeccupoBaia pe3ucteHTHas k Ttepanuu [[MBUW: nBycroponnuii

XOPHOPETHUHUT C UCXOAOM B CIICIIOTY, HOJIOCTpBIﬁ MeHI/IHI‘OBHHC(l)aJ]I/IT C KOPKOBO-
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MOJIKOPKOBOW aTpodueld W MOJMHEHpONaTHel C MCXOJOM B BEreTaTUBHOE
COCTOSIHUE€ M DIUCUHAPOM, JBYCTOPOHHSS MOJUCErMEHTapHAasi NHEBMOHHUS C
JBIXaTeJIbHOM HEJ0CTaTOYHOCThIO 3 cTeneHu. ['mbenb HacTynmuia B Bo3pacTte §
MECSAILIEB PU JEKOMIIEHCALUU CEPACUYHO-IETOYHON AESTENbHOCTH.

IManuenT 2. boneH ¢ 2 ner; A0 4 JET NEpeHEC MUOAECPMUIO, MaHAPULUU,
bypyHKye3, HEOJHOKpaTHO NapoHuxuu. B 4-1eTHeM Bo3pacTe pa3BUIIACh
reHepain3oBaHHas OakrtepuaiabHas wHpekmus (Pseudomonas aeruginosa),
CEeNTUKONMUEMUYECKUI BapUaHT: MHOJEPMHUs, aOCHECChl U HEKPO3bl B 00JacTH
BEPXHUX W HIWKHHMX KOHEYHOCTEH, T€MOPPArM4eCKUN BACKYJIMT, HEHUPOIATUS C
HWKHUM mapanape3oMm, JIBC-cunapom. [lpy OMOXMMHYECKOM HCCIIEIOBAaHUU
KPOBHM YCTAHOBJICHO CHM)XEHHME ramma-¢pakuuu 0enkoB 10 3%. MHpekunonHbIi
npolecc KynupoBajics Ha ¢GoHE aHTUOAKTepUAIbHOM Tepanuu (MEpOIOHEM,
BAaHKOMMIIMH, O(JIOKCAIlMH) M BBEJACHUS BHYTPUBEHHBIX HMMYHOIJIOOYJIHWHOB.
3anofo3peH NepBUYHbIT UMMYyHOAEPUIUT. [Ipu CKpUHUHTOBOM 0O0CIEI0BaHUU
BBIsIBJICHO pe3koe cHmkeHue ypoBHS KREC u HOpmanbHoe konmuectBo TREC
(trabm. 14). Ywucino CDI19"-numponuToB B KpPOBH OBLIO OYEHb HU3KUM;
YCTaHOBJICHO BBIpAXKEHHOE CHIDKeHHe KoHueHTpammii IgM u IgG um momHoe
orcyrctBue IgA B ChIBOpOTKE KpoBH. JlmarHoctuueckass  TUIOTE3a:
HACJIEJICTBEHHAs] araMMaryiooyiuHeMus. BbINOIHEHO NpsSAMOe CEKBEHHPOBAHUE T10
Cenrepy. B  rene  TuposmnkmuHazel  bpyrona (BTK)  ycranoBnena
onHonykineorugHas 3ameHa ¢.240+1G>C, GRCh38.p5 B reMusurotTHom
COCTOSIHMM, MPUBOJAIIAS K Pa3pyLICHUIO JTOHOPHOIO caiiTa cruiaicuHra. J[annas
3ameHa onurcana B Hay4yHoil uteparype (HGMD: CS024774) kak naToreHHasi npu
araMmaryiooyJImHEMUH. [IpeanonoxuTETbHBIN JUarHo3 «X-cleruieHHas
araMmarjioOyJIuHeMus» MOATBEPKIEH. PeOeHOK Moiy4yaeT 3aMeCcTUTENbHYIO
TEpanui0 MpenaparaMd BHYTPUBEHHBIX WMMYHOIJIOOYJIMHOB, YYyBCTBYET ceOs
YIOBJIETBOPUTENBHO.

IanuenT 3. BosieH ¢ MEpBBIX MECALEB XKU3HHU, KOI/Ia BIEPBbIE BBISBICHO
YBEIMYEHHE N€YEHU U celie3eHKU. C pOXKAEHUS OTMEUEHO Cel0€ MPOKpPALIMBAaHUE

OpoBeil, pecHHUIl U BOJIOC, YYAaCTKH JCHUTMEHTAllMM KOXH, IjioXas npuOaBKa B
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Bece. C Bospacta 1 roma m 2 mecsneB — cToikas (eOpuiibHAs JIMXOpaaKa 10
42,5°C, reHepain3oBaHHbIN TUMQPONPOIUGEPATUBHBIN CUHIPOM, PECITUPATOPHBIC
uHpeKuu, 1uapes, orcyTcTBue 3 dexra oT aHTUOAKTepUaTBLHOM Teparvu.

[Tpu Ouonicuu TUMQpATHISCKUX Y3JIOB BBISBICHA PEAKTHUBHAS THICPILIA3ZHS
muMmpouaHoM TKaHu. [1o TaHHBIM KOMITBIOTEpPHON TOMOrpaduu OpraHoOB IPYAHOU
MOJIOCTH — OYaroBble M3MEHEHUS B JOPCAIBHBIX OTAENaX OOOMX JIETKHUX;
TOJIOBHOTO MO3ra — CMeIIaHHas rujaporedanus ¢ mpu3HaKaMu cyoaTpoduaecKux
U3MEHEHU MapeHXUMBbl JOOHO-TEMEHHO-3aThUIOYHBIX OTIEeI0B remuchep. B
oOiieM aHanu3e KpoBU — aHeMus (remoryioOuH — 80 r1/11), CHUXKEHHUE 4YHhclia
neiikomuros 10 2,0x10%m u tpomGomuros mo 80x10%n. PeGeHOK pOXKIEH OT
OJIM3KOPOJCTBEHHOTO Opaka (MaTh M OTeIl — TPOIOPOJHBIE cecTpa H Opar).
Crapiuii 6pat moru0 B Bo3pacte 1 roja u 6 MecsieB Ipu CXOJHBIX CUMIITOMAX.

BrisBieno ymepeHHoe cHibkeHue konuuectBa [REC, Torma kak ypoBeHb
KREC 6bi1 B mpenenax HOpMalibHbIX 3HaueHuil. 3amono3pen 1]l ¢ nedexkrom
UMMYHHOM peryJsiiuyd U HapyIlIeHHEeM MUTMEHTHOTro oOMeHa. [Ipu renernyeckom
UCCIIC/IOBAaHMM  yCTaHOBJIeHa  Mytanus  reHa  RAB27A  ¢.149delG;
p.Arg50LysfsTer35, Bepudummpoan cunapom I'pucremiv 2 Tuma. YdYUThIBas
HEOJAronpusITHBIA MCXOJl TIPH JIaHHOM 3a00JICBaHUHU, MAJIbUMKY OCYIIECTBIICHA
TPaHCIUTAHTAIIMSI TEMOIOATHYECKUX CTBOJIOBBIX KJeTok oT HLA-maeHTH4HOTO
POJACTBEHHOIO JIoHOpa (0T1a). [IpOorHO3 OTHOCUTENBHO OJIarONPUSTHBIN.

IMauuent 4. JIeBouka oT 1 OGepeMEeHHOCTH, CPOYHBIX PoJiOB. B pommome
BakuuaupoBana (BIDK, rematur B) 6e3 mobGounsix peakiuil. C mepBbIX MeCAIICB
KU3HM OTMEUCHBI 3a/IepKKa B MPUOABKE MAcChl Tela, YacThle PECIUPATOPHBIC
WHOEKIMU C JJIUTEIHHOW TUIEPTEPMHUEH, 3aTSHKHOW HACMOPK C  THOWHBIM
OTACJISIEMbIM W3 HOCA, MEPUOJAUMYECKHU JKUAKUM BOASHUCTBIM CTyn 10 5-6 pa3 B
CyTKHM, OIu304bl JeiikomeHun n0 1,2x10°  knerox/n, nmmdoneHun u
TpoMmOoruTonieHnu. B 2 roma 6 mecsieB peOeHOK Becus 9 Kr; mpu 0O0bEKTUBHOM
ocMOTpe oOpaimany Ha ce0sd BHUMAaHHE OTCTaBaHUE B POCTE, MUKpouedaus,
MSTHA JEMUTMEHTAIIMU Ha KOXKE TYJIOBHUIIA, TeaTOCIIIeCHOMeTaus (TIe4eHb +5 cMm,

cene3eHka +1,5 cMm u3-moa kpast pedepHoi yru), qucnentudeckuid curapom. Ipu
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CKPUHUHTOBOM MYJIbTHUIUIEKCHOM aHAJINW3€ YCTAHOBJIEHO TIIOJTHOE OTCYTCTBHE
TREC u KREC. BpigBieHO CHIKeHHE 4Yuciaa nupkyaupyoommux CD3-
auMGouTOB W KOHLEHTpanuu IgM B CBIBOPOTKE KpOBH, a TaKke pPe3Koe
camwkenne ypoBaer |G u IgA. BrImoaHeHO TOJHOTEHOMHOE CEKBEHHPOBAHUE,
YTOYHEH T€HETUYCCKUI BapuaHT KoMOMHHpoBaHHOTO uMmyHoaedunura (SCID) —
nedekt rena LIG4 (3amena nykineoruaa ¢.845A>G B reTepo3UuroTHOM COCTOSIHUH,
OpUBOJAIIAsT K 3aMeHe aMHHOKHCIOoThl P.H282R. u 3amena HykieoTHma
c.1199T>G B reTepo3uroTHOM COCTOSIHHH, IPUBOASINAS K 3aMEHE aMUHOKHUCIIOTHI
p.11400R.). [leBouke Ha3HaueHa NpOoPUIAKTHUECKAss aHTUOAKTepUaabHas W
MPOTUBOTPHOKOBAsT ~ Tepamus,  ©KEMECSYHOE  BBCACHHEC  BHYTPHBEHHBIX
UMMYyHOTJIOOYTMHOB. B HacTosimee Bpemsi pebeHok HaOmomaercs B PI'BY
«HMUL AI'OM wum. dmutpusi PoraueBa» MunH3zgpaBa Poccum, mmanupyercs
nposenenue TI'CK.

IMamment 5. Pebenok OoiieH ¢ 1 roga u 4 mecsiues, korzaa Ha (GOHE MOJTHOTO
OJIaromoayyuss TMOSBUIUCH TPHUCTYIBI KaIlUlsd, OJBIIIKH, JHArHOCTHpOBaHA T-
KJerouHast aumdoobnactHas tuMmdoma ¢ nopaxkenuem cpenoctenus, |l cragus.
[Tonyuan mporpamMmHyr0 xuMuoTtepanuio o nporokony BFM-LMB. B stot xe
MEpPUOJT TMPOTPECCUPOBAINA IMMATKOCTh TIOXOJKH, HAPYIICHHE KOOpJIWHAIIUU
JBIDKEHUMN, TEJIEaHTMIKTa3usl CKiep. B TedeHue roma mepeHec KPYMHOOYAroBYIO
JIEBOCTOPOHHIOK MHEBMOHUIO, IBAXK]Ibl THOMHBIA CPEIHUN OTUT C THOETECUYEHUEM,
THOWHBIN TaiiMopuT. B nuHaMuke HaOMIOACHUS TPOCIEKHUBAIACh JUMQPOTICHUS
(12-20%), yBenmmuenue anbda-eronporensa — 99,35 ur/miu (Hopma — 0-12 |r/mon).
KoncynbTupoBan wumMmyHosioroM, 3anomo3pen I[IWJ ¢ cuHapoManbHBIMU
HapyIIeHUsMHA. BBIMOTHEH MYJIbTUIJIEKCHBIA aHalu3 OSKCIIM3UOHHBIX KOJIEIl:
TREC otcyrcrBoBaim, konmmyectBo KREC Obuto B mpenenax Hopmbl (Tada. 14).
Metonom mpsiMmoro cexkBeHupoBanus Mo CeHrepy MOATBEp)KICHAa MyTallusi B T€HE
ATM  ¢.3928C>Tp.Genl310Ter B TOMO3WUTOTHOM COCTOSHUH. JlmarHos
«IlepBUYHBIE UMMYHOAECPUIIUT C aTaKCUEW - TENEAHTMIKTA3HUE» MOATBEPKICH.
Manpurk mostydaeTr mpopuIaKTUYECKyI0 aHTUMHKPOOHYIO TEPAIUIO, PETYIISIPHBIE

MH(Y3UH1 BHYTPUBEHHBIX UMMYHOTJIOOYJIMHOB.
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Ta6n1/1ua 14 — O6H.[af[ XapaKTCPUCTHKA U IMOKA3aTCJIM HMMYHOJIOTMYCCKOI'0O O6CJ'IC,Z[OBaHI/I${ MAaUMCHTOB C HACTOPAXHBAIOINMMU ITPpHU3HAKaMU HI/IH

IMamuenr 1 ITamment 2 ITamment 3 ITamuent 4 ITament 5 ITaruent 6 ITanuent 7
[Ton Myxckoi My:xckoit MYKCKOM Kenckuit MY>KCKOM JKEHCKUI YKEHCKHM
CpOKH TeCTaliH 39 Henenb 40 Henmenn 39 nenenp 39 menenp 39 menenp 40 memenn 39 Henenb
Bec npu poxxaeHuN 3400 r 4400 T 3050 r 3040 r 3200r 3200r 3070 r
Ciyyau B ceMbe OtcyrcTByOT| OTCYTCTBYIOT pojHo# OpaT OTCYTCTBYIOT OTCYTCTBYIOT | OTCYTCTBYIOT | OTCYTCTBYIOT
Hacrtopax. npusHaxu [TH]] Oonee 2 Oonee 2 Oonee 2 Oonee 2 Ooutee 2 Oonee 2 Oouee 2
Jlnarnoctuyeckas runoresa TKN/J Pnnoramwa- T ¢ napyuwiennem K/ Crrapom T'umep-IgE APECED

IOOYNHHEMHUST | MUTMEHTHOTO 0OMeHa Jlyn-bap CHUH/IPOM
TREC Pesynbrar 0 630 1100 0 0 1020 260
(komuit/10° [Bospactaz | 500 6a 470-4100 1200-11000 1200-11000  |14000-320000| 1300-14000 470-4100
IIEHKOIMTOB) [HOpMa™
KREC Pesynprar 2610 54 3600 0 12100 1702 130
(xomuif/10° [Bospactwas | 400 10000 | 7807700 1300-14000 1300-14000 1000-100000 | 2000-22000 780-7700
TICHKOLIMTOB) [HOpMa*
Jlumponuter (x10° 1) 0,75 3,8 3,93 0,47 0,9 4,90 1,81
CD3* (x10°/n) 0,03 3,38 2,18 0,20 0,45 3,29 131
CD3*CD4" (x10%m) 0,02 1,68 1,65 0,11 0,23 2,06 0,62
CD3*CD8" (x10%m) 0,01 1,33 1,12 0,05 0,17 0,83 0,59
CD19* (x10° /n) 0,54 0,006 0,35 0,08 0,21 1,08 0,19
CD3'D16*CD56" (x10%) 0,006 0,36 0,59 0,36 0,02 0,54 0,63
CD3*HLADR* (x10%n) 0,004 0,11 0,62 0,07 0,41 0,29 0,22
IgA (r/n) 0,23 0,00 0,45 0,01 0,72 0,25 1,10
IgM (r/n) 0,36 0,09 1,54 0,25 2,13 0,25 0,53
19G (1/n) 2,3 1,2 9,19 04 9,37 10,7 6,09
AHOMAJTBHBIN T€H IL2RG BTK RAB27A LIG4 ATM HE M3BECTEH HE M3BECTEH
C.116-1G>C [c.240+1G>C c.149delG; c.845A>G,p.H282R. [c.3928C>Tp. - -
Myranis GRCh38.p3 |GRCh38.p5 p.Arg50LysfsTer35 |c.1199T>G,p.I1400R |Gen1310Ter
TAHIHKIIOBHD, KO-TPUMOKCAa3011,

(dockapHer, A3UTPOMMUIIMH,

basuchas tepanus / cxon uua0¢oBuUp, B/B Ig TI'CK ASUTPOMUIH, aSUTPOMMIIH, | IEUICHM, B/B ¢dykonazou,
w/s Ig / ¢ykoHazo1, B/B Ig Ig 8/s Ig
MecanasvH, B/B g
rubdens

IlpuMeyanus: *B KauecTBE BO3PACTHOM HOPMBI YKa3aHbl pepepeHCHBIC 3HAUCHUS, TPUHATHIE TI0O MECTY BBITIOJHEHUSI KOHKPETHOTO MCCIICIOBaHUSI B
OI'BY «HMUILL AT'OU um. Imutpus Porauesa» Munzapasa Poccuu unu ['BY3 «AI'KB Ne9 um. I'.H. Cnepanckoro /I3M.
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IMauuent 6. PebGenok GosieH ¢ 2-HeNeIbHOrO BO3pacTa, KOrjaa MOSIBIIIMCH
pacmnpocTpaHeHHasi THOMHMYKOBas W JK3€MOIOJOOHAs ChIMb, a0CIEAUPYIONINE
GypyHKYIIBI HIEYHOU, 3ayIITHOM U STOAMYHON 00JaCTH C YMEPEHHBIMU MPU3HAKAMHU
JoKanbHOTO BocnaneHusa. Ha ¢oHe anTHOaKTepuandbHONW Tepamuu B YCIOBHSIX
xupypruueckoro  ornenenuss I'BY3  CK  KIKB  pa3Bunace  Tsbkenas
mwieBponHeBMonns  (Staphylococcus aureus), oOcClIOKHEHHas 0OOpa30BaHHEM
ITHEBMOLIETIE U OpOHXOIUIEBPAIIBHOIO CBUINA. B mocnenyromeM — XpOHUYECKUN
napanpokTUT ¢ (OPMUPOBAHUMEM CBHUINA 3aJHETO MPOXOJA, PE3UCTEHTHBIM K
nedyeHut0. B nuHamuke nabopaTopHOro oOcieqoBaHusi oOpaijaid Ha cels
BHUMaHHE cToWKas »03uHOGMmMs (12-37%), TpexkpaTHOE YBEIUYEHHE YPOBHS
obmiero IgE B ceiBopoTke KpoBHU. [leBouka OCMOTpEHa HMMYHOJIOTOM. 3aI10/103pEH
NepBUYHBIA ~ UMMyHoOne@uuut: runep-lgE-cunapom. Ilpu  CKpUHUHTOBOM
MCCJIEIOBAHUM HKCIIM3MOHHBIX KoJiell yctaHoBieHo, uto ypoBHH TREC u KREC
HEMHOTO BBIXOJIAT 3a HWXKHIOK TpaHuily HopMbl (Tabn. 14). PebGenok
TOCIIUTAIM3UPOBAH B OTACJICHUE KIMHUYECKOW HMMMYHOJIOTMM M PEBMAaTOJOTMU
PAKb ®I'bOY BOPHUMY wum. H.W. Iluporoea Mun3zgpaBa Poccun.
[IpenBapurenbubiii auarno3 — KMJI; reneTnueckuii AuarHo3 (MMMYHOJIOTHYECKast
naneiab NGS) yrounsiercs.

Ianuent 7. [leBouka OonbHA C TEpBbIX Henenb ku3HH. Ha 10-e cyTku
NepeHecsia KUIIEYHY0 HWH(MEKIUI0 B TshKeaod ¢opme, Ha (GOHE KOTOpOu
NOSIBUJIUCh HApyIICHUE CO3HAaHMWsS B TE4YeHWE 3 JHEW 10 Kombl | creneHw,
JUTMTEIIbHAS TOCIIUTAIIU3ANMS 110 MECTY JKHTENbcTBa B TedeHue 1 mecsma. C 4-6
MECALIEB —  YacThle  pPECNHUpPATOpHble  HMHPEKUUH  (TOH3WLIOPAPUHIUT,
pUHO(APUHTUT, JIAPUHTOTPAXEUT, OPOHXUT, THOWHBIN TaMOPUT, MHEBMOHUH),
OTCTaBaHWE TEMIIOB pOCTa, HAbOpa Macchl Tea, NEPUOJUUYECKUA TUIIEPTEPMUS [0
39,5°C, »o>nu304pl TMOBTOPHOM  pPBOTHI, JUAPEU. [TorpeOHOCT, B
aHTUOAKTEPUATBHON Tepanuu — 10 5-6 KypcoB B roji. B Bo3pacte 5 neT nosiBUiINCh
oyard THE3JAHOro OOJIBICEHHsI Ha TOJIOBE, TNopeneiau OpoBH, B MOCIEIYIOIIEM
pa3Buiack ToTanbHas anonenus. C 1 roga mporpeccupoBall OHUXOMHUKO3, ¢ 1,5

roga — MMPOABJIICHUA KaHAWJIO3HOI'O ACpMaTUTa, 3aTSAKHOT'O BYJIbBOBAIMHUTA.
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Ypoeau TREC u TREC Obuin cOOTBETCTBEHHO B 2 M 6 pa3 MEHbIIE HIDKHEH
rpanunbl HOpMbI (Tabn. 14). Jlmarnoctuueckas rumoteza: APECED-cuampom
(ayToMMMyHHasi TOJIMAHIOKPUHOMNATHUSI-KaHIUI03-3KTOIepMaibHasl JUCIIIa3us).
HeBouka rocnuranuzupoBana B ®I'BY «HMUIL AI'ON um. JImutpus Porauesay;
IpU BBINOJHEHUU TOJTHOTEHOMHOTO CEKBEHUPOBAHUS T€HETUYECKUH JUArHo3
yTOYHUTh HE  yjaigocb. HaOmiomaercs ¢ AMAarHo3oM — «IEPBUYHBIN
KOMOMHHUPOBAHHBIH  MMMYyHOJIE(MUIUT, HeAUPPEPEHIUPOBAHHBII  BapHaHTY;
NoJiy4aeT MNPOPUIAKTUYECKYIO aAHTHOAKTEPUAIbHYI0 M  MPOTHUBOTPUOKOBYIO
Tepanuio, H(Q Y311 BHYTPUBEHHBIX UIMMYHOTIJIOOYJIMHOB.

MynerumiekcHeiii  aHanmu3 koimdectBa TREC mw KREC Obmm Taxoke
MIPOBEJICH MAIMEHTaM C TSKEJIOW BPOXKICHHOU MHEBMOHUEH (4) U HEOHATAIbHBIM
cencucoM  (4), TOCHHUTATM3UPOBAHHBIM B  pPEAHUMALMOHHOE  OTIECJICHHE
CTaBpOIIOIBLCKOTO KPaeBOTO KIMHUYECKOTO MepuHaTaibHOro meHtpa Nely (Tadu.
15). V 3-x u3 8§ ManueHTOB ONpEAeUTUCh HU3KHE MOKA3aTeNd SKCIIM3HOHHBIX
KOJICL] pEeapaHXUpPOBKU TeHOB T- m B-knerouHelx penentoproB. B oTiauwuume ot
IpyIIbl I€Te ¢ HacTopaxkuBaromnmMmu mnpusHakamu [IN/], He neTrekTupyembie

sHaueHus TREC u KREC nomydens! He ObLTH.

Tabnuua 15 — [TokazaTenn UMMYHHOTO CTaTyca y MalMeHTOB C BPOXKICHHON

ITHEBMOHHUEH M HEOHATAJIbHBIM CEIICUCOM

IT1 112 113 114 I15 16 117 18

[Mon MYX. MYX. MYK. JKEH. MYK. HKEH. HKEH. MYK.
Cpoku recraniuu |27 Hex 26 Hef. 38 uen. (34 men. |30 men. |33 mem. |32 Henm. (31 Hen.
Bec npu poxxaenun |1200 r 950r 3450r |1650r (1480r [1950r [1490r |2100r

Cnyvan ¢aTanbHBIX - - - - - - - -
UHQEKIHH B ceMbe

HacropakuBaromue|HEOHAT.  [HEOHAT.  ([IHEBMO- |HCOHAT. |HEOHAT. |THEBMO- |IHEBMO- |ITHEBMO-
npuzHaku [11]] CEeIICucC, CEIICHC Hus, JIH3 [cericuc  |cencuc  |mms, JAH3 (mms, JTH3 |aws, [IH3
TREC (ma 10°/L) [1,03*10° |5,22*10? |7,41*107|1,22*10%|9,52*102|6,49*10% |1,02*10° |9,17*10°
Bospacraas Hopma TREC *Gonee 6*10%/ ma 10%/L

KREC (na 105/L) ]9,86*10* [1,47*10° |5,76*10%|5,18*10%|2,89*10%|5,15*10° [2,54*10° [1,92*10*
Bospacrnaas nopma KREC *5,0%10%5,0*10% na 10%/L

Jlumponuter*10%n (0,32 1,42 4,1 4,9 2,32 1,95 2,02 6,7
Hcxon JICTAIIBHBIH [TIeTaNbHbII. [O1aronp. |6aaromnp. [6aaromnp. [Giaromnp. |6naromp. |Gmaromp.

I[Ipumeuanusi: *B KauecTBe BO3PAaCTHON HOPMBI yKa3aHbl pehepeHCHbIE 3HAUECHHUS, TPUHSTHIE IO
MECTY BBINOIHEHUs] KOHKpeTHOro uccienoBanus B I'bY3 «II'Kb Ne9 mm. I''H. Cnepanckoro
JA3M.
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VY 2-x gereil oTMevasiach KpalHsAs CTENEHb HEJAOHOLIEHHOCTH, ABOE JETEH
POAMIICH OT PaHHUX MPEKIECBPEMEHHBIX POJIOB, TPOE — OT MPEKIECBPEMEHHBIX
ponoB, oauH pedbeHok Obu1 goHomieHHBbIM. I[lokazatenm TREC u KREC vy
MAMEHTOB C BPOXICHHOM MHEBMOHUEW HE OTJIMYAIMCh OT HOpPMAalbHbIX. B
KayeCTBE ATHOJOrHYECKOro areHTa y 2-X nereil BepubuiupoBana Klebsiella
pneumonia, B 2-x ciy4asX OTHOJIOTHIO YCTaHOBUTh HE ynanoch. Ha done
aHTHOAKTEPHAIIbHONM M TMATOTEHETHMYECKON Tepamuu OTMEYeH OaronpusiTHBINA
UCXO]I.

HeoHnaranpHbli cencruc TMarHOCTUPOBaH y 4-X IETEN ¢ MYyJIbTUCUCTEMHBIMU
MOpaXEHUsIMU B BHUAEC NMHEBMOHMM, MEHHUHTOS3HIIedanuTa, Kapaurta, Hedpurta,
sHTepokoauTa. Y 2-x gered Obutn cHikeHbl mnokazatenu KREC, y oanoro —
nokazatenu |REC. JleTanpHpI MCX0M HACTYHmWiI B 2-X Clydasx B Bo3pacTe 76
(IT1) m 178 muent (I12) (tabn. 15). OGa pebeHka MMeNH KpaWHIOW CTENEHb
HEJIOHOIIEHHOCTU. B OJHOM cilydae HMMENHNCh BPOKICHHBIE IMOPOKUA Pa3BUTHUS
(rumoruiasus JICBOTO JIETKOTO, aHOMAJIMS Pa3BUTHUSI OPOHXOB, KOAPKTAILMS A0PTHI,
CTEHO3 JIETOYHOM apTepuu), B OJHOM — pPa3BUJIACh TsDKeNas OpOHXOJEroyHas
JUACIUIa3Usl  C  MPOTPECCHUPYIONIEH  IBIXaTeIbHOM W CEepJCYHO-JIETOYHOMU
HEJ0OCTaTOYHOCTHIO.

Takum ob6pazom, ckpununroBoe omnpeneneHue TREC u KREC meromom
MYJIbTUIUIEKCHOTO aHaliM3a y JIeTed C HaCTOPaXUBAIOIIMMH IpPU3HAKAMU
nepBuuyHbix MJIC o0Omamaer BBICOKOW  UYyBCTBUTEIBHOCTBIO W MOXKET
UCITIOJI30BAThCS MPAKTUKYIOIIUM aJUIEProjJOroM-UMMYHOJIOTOM Ha paHHUX 3Tanax

JUArHOCTHYCCKOI'O ITIOHUCKA.
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T'JIABA IV. OBCYXIAEHUE PE3YJIBTATOB

[lepBuunbie ~ UMMyHOME(PUIMTBI —  TEHETUYECKH  OOYCIIOBJICHHBIC
KU3ZHEYTpoXkKarolue 3a00JieBaHus, 00yCIOBICHHbBIE BPOKICHHBIMU HapYyIICHUSIMU
B cucreme ummyHurera. Bpoxnenusie MJIC kak rpymnma 3aboneBaHuil ObLTH
UJACHTU(GUIIMPOBAaHBl MEHEE IOJIyB€Ka HazaJ U JO CUX IOp OCTAlOTCSd HOBOM
OTpaciblO B KIMHUYECKON MeauIuHeE [62].

Benymue cnennanuctsl B 0071acT AMarHoctuku v aedenus [T cuurator,
YTO BO MHOTHX CIIy4asXx 3TH 3a00JIeBaHUS OCTAlOTCS HEIUarHOCTHPOBAHHBIMU
[179, 168, 228]. I[lo naHHBIM SMUAECMHUOIOTHYECCKUX HCCICAOBAHUM, CBEACHUS O
pacripoctpaneHHocTy [IM/] B pa3snuuHbIX CTpaHax 3HAYUTEIBHO BAPBUPYIOT — OT
1,5 no 18,8 wa 100 000 >xuTeneid, 4TO BO MHOIOM OIIPEIECISIETCI YPOBHEM
pPa3BUTHUSL 3APABOOXPAHCHHUS W COLMAJIBbHO-3KOHOMHYECKHUMHU BO3MOXKHOCTSIMH
ctpanbsl [109, 133, 167]. Ilpu OGonbmmHcTBe HO30J0THYecKuX ¢opm Il He
CYIIECTBYET 3THUYECKUX pa3Iuduii, OJHAKO MpeodiajaHne HEKOTOPhIX U3 HHUX
BO3MOXXHO B  OTHEJIBHBIX  CTpaHax  BCIEACTBHE  PACIPOCTPAHEHHOCTH
OJIM3KOPOACTBEHHBIX OpakoB [128, 155, 197, 193, 189].

CBoeBpeMeHHass nuarHoctuka W panHss tepanusa [IAJl mpepnorsBpamaror
pa3BUTHE TSDKEIBIX M HEOOpPATHUMBIX W3MEHEHHM, TMO3BOJISIIOT CYIIECTBEHHO
YIYUYLIUTh KQ4ECTBO KU3HU U IPOTHO3 NMAMEHTOB, U3MEHUTH OTHOIIEHUs K [T /]
Kak K 0e3HaJIe:)KHBIM U Hen3JeunMbIM 3a0oeBanusM [230, 98, 225, 214, 227].

HecMoTpss Ha MHOrOYMCIEHHBIE DIIUAEMUOJIOTHYECKUE HCCIEAOBAHUS,
xapakrepuctuka [IMJ[ B pa3nuyHpIX CTpaHax W PETHOHAX MHpPA OCTAETCA
aKTyaJIbHOU npoOsieMoi KIIMHUYECKOU MEIUIMHEIL. JlanHbIC 0
pacIpoCTpaHEHHOCTH TEPBUYHBIX HMMMYyHOAehuutoB B Poccum u crpaHax
OJIMDKHETO 3apyOexkbsl paHee ObUIM Majo MPEeJCTaBICHbl B MUPOBOM JIUTEpaType
[62]. OmHUM U3 OCHOBHBIX HHCTPYMEHTOB JJISI CHUCTEMATHU3alUH JIaHHBIX O
NEPBUYHBIX HMMYyHOJIEe(PHUIIMTAX B MHpPE CUYUTACTCS CO3JaHHE PETUCTPOB,
SBJISTIOIIUXCS TUIATGOPMOM JIJIs1 SMHUIEMHUOJIOTHYECKOT0 aHaIu3a, UICHTU(UKAIIUN
HOBBIX T€HOB, acconnupoBaHHbiX ¢ [IW], pa3paboTku HOBBIX THATHOCTHYECKUX U

TeparneBTuiyeckux crpareruu [167, 178, 110].
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B macmirabax P® snuaeMuonornueckoe HaOMIOJEHHE 3a MalMeHTaMHu C
[IN]] ctano BO3MOXHBIM Ojarojaps co3fgaHui0 PoccHUiiCKOTO HaIMOHAJIBHOTO
peructpa I[INUJIC B 2017 r. mox srupori HADIIW] (HanmoHaabHasl acCoIMaIIUs
HKCIIEPTOB TI0 NTEPBUYHBIM HMMYyHoOieumnTam) [55].

PernonanbHass  cucrematusamuss  caydaeB  [IM]J], uaeHtudgukanus
HO30JIOTMYECKMX  (opM,  OIEHKa WX  pacnpoCTPaHEHHOCTH,  CPOKOB
JTUArHOCTUYECKOW 3aJepKKU U 00beMa TOoJydaeMOW Tepamuu  SBISETCS
CTPaTErM4eCK Ba)KHOM 3a/aueid, ONpPENENSIONIe, B KOHEUHOM HMTOre, KaueCTBO
Je4eOHbIX W TPO(PHUIAKTHUYECKUX MEPONPUATHA y STOM CIO0XKHOW KaTeropuu
oonpHbIX. g cozmanusa peructpa [IM]] CraBpomnonbckoro kpas Obuia coOpaHa
uHdopmarus B 35 anmuaucTpatuBHbIX OKpyrax CK 060 Bcex manuenrtax c¢ [T/,
nuargoctupoBaHHbIX B TedeHue 10 mer (2009-2019 rr).

Peructpamusi OOJBHBIX C BPOXKICHHBIMHM HMMYHHBIMU HapyIICHUSIMHU
ocyniecTBIsUIach Ha Kadeape nmmyHonoruu CTIMY, rae ObUT co3/1aH JTOKaTbHBIHI
peructp I[I1N]] CraBpononsckoro kpas. Jluarnos BepuduirpoBad B COOTBETCTBUU
¢ kpurepusmu ESID [133]. B 2018-2019 rr. cBemenus o marumenrtax [1M]] CK
WHTETPUPOBAHBI B AIEKTPOHHBIN peructp PD.

B mepuon ¢ 2009 r. mo wuionp 2019 © B CTaBpOomojbCKOM Kpae
3aperucTpUpoBaHO 88 TMAIMEHTOB C BPOXKIACHHBIMU OIIMOKAMU  CHCTEMBbI
ummyHntera. Ha konerny urons 2019 r 79 (87,4%) maumeHntoB xwuBsl, 6 (6,8%)
ymepiu, 3 (3,4%) mnorepsubl juisi HaOmogeHusi. CyleCTBEHHOE YBEJIMYEHUE
KOJIMYECTBA 3apETUCTPUPOBAHHBIX IMALMEHTOB IpociuexuBaigocs B 2018-2019 r.,
YTO OBUIO CBS3aHO C COTIJIACOBAaHHBIMHU YCUJIMSIMHU BCEX peruoHoB Poccuu mo
pabote ¢ anekTpoHHBIM peructpoM TN PD, cozpanrom B 2017 T M0 MHUITMATHBE
HanmonanbHoit Accoruanuu skcneptoB B oosactu [TU] (HASITN ).

Munumanehas pacnpoctpaneHHocts [IMJ] B CK Obuta paccunmrana kak
3,1:100 000 (1:31764) naceneHus, 4To MPEBBIIAET MOKA3aTENN B cpeHeM 1o PO
(1,35:100 000), a Taxxe Bo MHOTHX 00OsacTax P [55].

N3BecTHO, uYTO penoprupyemas pacrpoctpaneHHocts [IWJ[ B wMwupe

BapbupyeT oT 1,5 no 18,8 Ha 100 000 HaceneHuss 1 BO MHOTOM ONPEAEISIETCS
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COIMAIbHO-DKOHOMHYECKUMU ¥ JITHHUYECKUMHU OCOOCHHOCTSIMH, a TaKXKe
METOJI0JIOTHEN cOOpa NaHHBIX U TOYHOCTHIO KIIMHUKO-T1a00paTOpHOM THarHOCTUKU
MU [167, 209, 133, 167]. Tak, ony6aukoBanHas yactota [N B IlIBetinapun
coctraBmia 4,2:100 000 nacenenus [218], Bo @panmuu — 8,0 va 100 000 >xuteneit
[167], Beaukoopuranuu — 5,90/100 000 [220], I'epmanuu — 2,72 na 100 000 [212],
B ToM umcie 7,5 va 100 000 nmereit [69], B okpyre Onmcren, mrat MuHHECOTa
CIIA cocrasmister 4,6 ma 100 000 [126], B Upane — 3,92 na 100 000 [108], cpenn
nereit B Kyseiite — 11,98 na 100 000 gereii [69].

O6mas pacnpoctpanenHocts [TM]] B ctpanax MENA konebnercsa ot 0,81
1o 30,5 ma 100 000 xwureneit [135, 209, 221, 146, 211, 95].

Yucno mammentoB c¢ [IUJ] B IOxHoit Adpuke, mo mnpeaBapuTeIbHbIM
OIICHKaM, MOXET cocTaBUTb OT 2850 go 45728, xotss (aKTHYECKOE YHUCIIO
3aperucTpupoBaHHbIX B peructpe SA — Tonbko 301 uemoBex [101]. Peructp
JlatuHoamepukaHckoro oOmiectBa ummyHoaedunuto (LASID) obvenunser 15
ctpal OxHOM AMEpUKH, B KOTOPOM NMPOKUBAET 599 MUIIIMOHOB xutenen, B 2014
roJi B peectpe 3apeructpupoBano 5203 xuBbix naruenta [85], B 2018 rox — 7 977
narueHToB [169].

ITo nHamemy MHEHUIO, B CTaBpOMOJILCKOM Kpae, Kak U BO MHOTHX PErMOHAX
P® u mupa, nokaszarenu pacnpocrpaHeHHocTy 1IW][ cymecTBeHHO 3aHMKEHBI. B
KaueCTBE MPUYMH CJIEAYET YUYUTHIBATh HEMOJIHBIA 00BEM JaHHBIX O MalMEHTaX C
nepBuuHbIMHA MJIC, nony4eHHbI OT palOHHBIX NIEAUATPOB U3 aIMUHUCTPATUBHBIX
okpyroB CK. Kpome Toro, mepexoa MNOB3pOCIEBIIErO0 MAalMEHTa U3 JETCKOM
IPYIINbl  BO B3pPOCIYID HEPEAKO TMPUBOJUT K TOTEpPE PErucTpaluoHHON
JOKyMEHTAIIUHU U CBeACHHM 0 OonbHOM [167, 212, 55].

OnHako  OCHOBHOW  TIPUYMHOM  ClielyeT CYUTaTh  HEJO0CTAaTOYHYIO
OCBEJIOMJICHHOCTh Bpaueil paznuuHbix crnenuanbHocTeid CK B orHomenun 1IN/, a
TaK)K€ HU3KHUE JUArHOCTUYECKHE BO3MOKHOCTH JTaOOPATOPHOM CITy)ObI, 0COOCHHO
B pailoHax, yaaieHHbix ot KpaeBoro uentpa [167, 212].

CooTHoOIIEHNE MAIMEHTOB >XEHCKOr0 W MY»KCKoro moja B peructpe CK

coctaBisier 1:2,03, yto cornacyercss ¢ gaHHbiMu peructpa P® (1:1,5) [55], a
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TaKke OOJbIIMHCTBA peructpoB mupa [168, 211, 110, 120] u, BeposTHO, CBSA3aHO ¢
X-CIETIJICHHBIM XapaKTEPOM HACJICAOBAHMS OTACIBHBIX HO30JOTHYCCKUX (POPM.
OpHako B APYTUX UCCIEIOBAHUAX, TAKUX KaK HAallMOHaNbHbIE uccienoanus [11]]
B CIIIA, 10715 maiMeHTOB KEHCKOT0 MoJia CyIIeCTBeHHO Bbiiie [ 120].

B koropre xwuBbix mamnueHtoB ¢ [IMJ] B CK Ha MOMEHT HCCIEIOBaHUS
npeobialaloT neauaTpuideckue marueHTel — 59 (74,7%), Ha 10010 AeTel IepBOro
rona xu3au npuxoaures 1,3%, ot roga 1o 5 met — 13,9%, ot 5 mo 10 net — 32,9%,
ot 10 mo 18 et — 26,6%. B rpyrimy B3poCibIX MaMEHTOB BXOAUT 25,3% 4delioBeK
(p<0,05). Mennana Bo3pacta manuenToB peructpa CK cocrasaser 10 (5,4; 17)
ner. Camomy MilajillieMy MAllMEHTy HAa MOMEHT aHajiM3a OKa3aloch 3 Mecslla,
camomy ctapuieMy — 74 roma. Bocemb OosibHBIX B Tpynme B3pocibix (40%) —
MOB3POCIIEBIIIKE MAIUEHTHI, IUArHO3 KOTOPHIM ObLT MOCTABJICH €IIe B JETCTBE.

Menuana Bo3pacTta neauaTpudeckoi koroptel peructpa — 7 (5; 11,2) ner,
caMOMy MJIAJIIEMy MalUEHTy 3 Mecsla, camoMmy crapmemy — 17 ner 10 mec.
Menunana Bo3pacta B3pociblx mamueHtoB — 26 (20,7; 42,5) ner, camomy
MIaqueMy manueHty 18 mer, camomy crapumieMmy — 74 rona. IlonyueHHble HaMu
JIaHHbIEC MPAKTUYECKU COBMAJAIOT C JAHHBIMH POCCHMCKOIO PETUCTpa, Ha JIOJIO
nereid B kotopoM npuxoautcest 70,3% [55], B TO BpeMsi Kak B pErUCTpax pa3BUTHIX
CTpaH MHpa HEpeaKko ImpeodmamaroT B3pocibie. Tak, B peructpe I[IN]]
Benukobputanuu ngetu 1o 16 mer cocraBisioT Toibko 17% [220], N'epmanuun
(PID-NET) — 45% [212]. B IlIBetitiapckoM HAIlMOHAIBHOM PErHCTPE YMCIIO JCTEiH
1o 18 ner — 31% [218], B amepukanckom peructpe USIDNET — 25% [228],

I[To  cratuctuueckum  ganaeiM  ESID  (European  Society  for
Immunodeficiencies), Ha m0M0 MEeIUATPUUECKON KOTOPTHI CPEad MaIMEeHTOB,
3apeructpupoBaHHblx B EBpone, npuxomutcs 44,3% [21], Torma kak B
OonpImMHCTBE peructpoB ctpan bmmwkaero Boctoka (MENA) netu coctaBisiioT
80% [72]. Tlpeobmamanue negmaTpuueckor mnomyisuuu mnepBuuHbix UJC B
peructpe CK, xkak W B OOJBIIMHCTBE pPETrMOHOB P®, BeposTHO, CBSI3aHO C
OTCYTCTBUEM HACTOPOKEHHOCTH B OTHONICHUHM TEPBUYHBIX UMMYHOJC(PHUIIUTOB

CpEAM TEpareBTOB, 3HAUUTENBHOM fosei rymopanbHbix MJIC B crpykrype 1IN/ y
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B3pOCIIBIX U HX 00Jee MATKAM TEYEHHEM, a TaK)Ke€ HAJIMYUEM TOJIBKO OJHOTO
ueHTpa B Poccrn, 3aHUMAIOILErOCs JICUEHUEM B3pPOCIIBIX MNAIlUEHTOB, CTPAJAIOIINX
M1/ [19, 55].

OcHoBubie rpymnmbel  [IMJ] B peructpe CK npencraBineHsl  27-10
HO30JIOTHYEeCKUMU  (opMamu. Haumbonee dacTbiMu — sBASIOTCS  JehEKThI
ryMOpaJbHOrO  3BeHa, cocTtaBuBmue 44,3%, Ha BTOPOM MecTe IO
pacnpoCTPaHEHHOCTH OKa3aJMCh KOMOMHHPOBAHHBIE MMMYHHBIE HApYILIEHUS C
CUHAPOMaIBHBIMU NPOsIBICHUAMH — 15,9%, Ha TpeTbeM — HapylieHus (paronurTosa
10,2%, Ha 4eTBEpTOM — ayTOBOCHAIUTEIbHbBIC 3a00JIeBaHUs U AE(EKThl CUCTEMBbI
KOMIUIEMEHTa, TPEACTaBJICHHbIE B paBHbIX JA0iax — 8%, Ha [OsIToM —
xomOuuupoBanupie MJIC (SCID/CID) u HapymieHHS HMMYHHOW pPETYJISIUH,
coctapuBmne 6,8 u 4,5% coorBerctBeHHO. Ha npomo Heyrounenneix [1M]]
npuxoaurcs 2,3%.

B crpykrype [T1]] CK no cpaBHeHuto ¢ peructpom PO ormeueHo Oo0sbIie
nedexroB aHTHTen000pazoBanus (44,3% wu 28%, p<0,001) [55], paznawuuii 1o
npyrum kareropusm [T /] ycranosieHo He Obu10 [55]. B cpaBHeHHMHU ¢ peructpom
ESID B CK pacmopoctpanennocts rpynn I[IMJ] mo rpymmam MCHUO
(Mexmynapoaasiii Cor03 MMMYHOJIOTHYECKUX OOIIECTB) ONpenemsiiach ¢ OJU3KOM
yacToTol: AedeKThl anTuTenooopazoBanus — B 55% B peructpe ESID u B 44,3% B
peructpe CK, komOunupoBanusie MJIC — B 9 u 6,8%, Hapymenus parouuro3a — B
9 u 10,2%, cungpomansubie UJIC — B 14 u 15,9%, nHapyuieHuss MMMyHHOU
perynsauuu — B 4 u 4,5%, ayroBocnanutenbHbie CUHIPOMBI — B 14 u 8%, nedexTs
CUCTEMBI KOMILIEMEHTAa — B 5 U 8%, HeyTOUHEeHHbIE — B | 1 2,3% COOTBETCTBEHHO
[21, 133, 208]. Caenyer oTMeTHTh, 4TO B peructpe CK 0TCYyTCTBYIOT MallMEHTHI C
nedektamMu  BpOKIeHHOro uMMyHuTeTa (rpynma VI) u  ¢denokonusmu,
0OyCJIOBJIEHHBIMU COMaTUYECKUMH MyTarusiMu (Tpynma |1X). 3tu rpynmsl coBcem
HeaBHO BHeceHbl B kiaccudukamuio [THMJ[, mostomy uX AMarHocTHKa TOJBKO
HaJaKHBAETCSl.

[IpeoOnaganne rymopanbHbIX U cuHApoManbHbIX [IM][ oTmeueHo B

OOJILIIMHCTBE peructpoB mupa [220, 212, 218, 228, 84, 112, 138]. UckirodyeHue
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COCTaBIsAIOT cTpanbl bmnmknero Boctoka (MENA), rne Bblmie pons
koMOuHupoBaHHBIX MJIC, YTO CBsI3aHO ¢ BBICOKOW PacCHpOCTPAaHEHHOCTHIO
OJIM3KOPOJACTBEHHBIX OpaKkoB [72].

Haubonee uwactoii Ho3omormyeckoit ¢opmoit B peructpe CK sBusercs
CEJICKTUBHBIN NePUIUT HUMMYHOTJIOOyiIMHA A, Ha JOJI0 KOTOPOTO MPUXOAUTCS
31,8%. Cpemn Tsaxensix dopm MJC mnpeobnagaroT aTakcHsi-TElICaHTUIKTA3US
(8%), XI'b (6,8%), HaAciIeACTBEHHbIA aHTHOHEBpOTHUECKUU oTek (8%). Pexe
BCTPEYAOTCS CUHJIPOM Buckorra-Ongpuya (3,4%), ceMemHas
cpeauzeMHoMopckas Jmxopaaka (3,4%), HeyrouHeHHbld Tunep-lgM-cunapom
(3,4%). Cnemyer OTMETHTh, 4YTO HEKOTOpPBIE HO30JIOTUYECKHE (OPMBI,
CUMTAIOLUECS PACIPOCTPAHEHHBIMU B OonblnHCTBE peructpoB [IN]], — 6one3np
bpyrona, cuaapomsl Ju/xopmku nu HelimerenoBckoro mospeskaenus [191, 228,
113, 221] — npencTaBiieHbI B HAIIEM PErHOHE CIUHUYHBIMU CITy4asiMH, YTO MOJKET
ObITh CBSI3AHO C HM3KOM HACTOPOXKEHHOCTHIO Bpaueld B OTHOLICHUM 3THUX
HO30JIOTHYECKUX (POpM, JIIMTETbHON KOoMIeHcauued npu Oosne3sHu bpyTtoHa wmm
OTCYTCTBHEM OUYEBUIHBIX MH(EKIIMOHHBIX 3MU3040B Ipu cuHapome u/xopmxu.
B 10 e BpeMs B Kpae AMArHOCTUPOBAHBI JIBA PEAKUX CiIydasi reMo(parouuTapHoro
JUM(OTUCTHOLINTO3a C THUMOMUTMEHTanuen (cuHapoMm [puctemmn 2 tuma u
curapomM ['epmancku-Ilyanaka). Cpeau komOouaupoBanubix MJIC ycraHoBieHs! T-
B+TKHH - nedexr IL2RG, nmepumur JAK 3, T-B-TKUH - npedurur
aneHo3unae3amuHasbl, JJHK-1urase: 4.

BospactHas ctpykrypa 11/l onpenenena y *uBbIX MALMEHTOB B PETUCTPE
CK ©a ™MoMeHT aHanu3a JAaHHbIXx (koHen wurwong 2019 r.). B rpynme
KOMOMHHUPOBaHHBIX B cuHApoMabHBIX M/IC npeodnanatoT marmenTts 10 10 neT, B
ToM umcie uerBepo aereil — mocie ycnemnod TI'CK. Cpeau nanueHTOB C
UMMYHHOW gucperyisiiueii u aedexkramu (HaroruTHUPYIOMUX KIETOK JeTH B
Bozpacte a0 10 J5eT Takke COCTaBIAIOT OOJBIIYI0 YacTh. Y CHeEIIHas
MMMYHOPEKOHCTPYKIIUSI B aHAMHE3€ OTMEUEHa y 2-X JeTell B Bo3pacte crapiie 10

ger. B rpymnme  ayToBocmamuTeNbHBIX  3a00JIEBAHMM  3apETUCTPHPOBAH
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€AMHCTBEHHBIN B3pociblil mauueHT (19,5 roga), crpagatomuii cusapomom Mak-
Besic ¢ OTHOCUTENBHO MO3HUM Ae00TOM B 13 JIeT.

VY B3poCIBIX NAlMEHTOB BepUGUIIMPOBAHBI MPEUMYIIECTBEHHO J1€(PEKTHI
TYMOpPAJIbHOTO 3B€HAa MW CHUCTeMbl KoMmIiuieMeHTa. Cpeau S5 B3pOCHBIX €
YCTaHOBJICHHBIM JIMATHO30M B JIETCTBE TPOE — C JiePeKTaMu TyMOPaJIbHOTO 3BEHA,
B ToM yucie ¢ OBUH (2) u HeyTouHeHHOH TunonMmyHornooynuHemuei (1), mo
OJIHOMY — C HACJICJICTBEHHBIM AHTMOHEBPOTUYECKUM CHHAPOMOM M CHHIPOMOM
Mak-Bemnca.

[Ipaktruecku Bo Bcex rpynnax IIM/] peructpupyercss Oosbliie nmamieHTOB
BOCTOYHO-CJIABSTHCKOM ~ 3THUYECKOM  TPYyIIbl, U  TOJBKO B  TPYIIeE
koMOuuupoBanHbeix UJIC mpeobnanaror netu sTHUYECKOM rpynmnbsl KaBkaszckoro
peruona. PanHsia geTckas CMEPTHOCTh MaJIbUUKOB MPOCTEKUBACTCS B CEMEHHOM
aHamHe3e 4-X JeTeil, B TOM uwucie ¢ cuHapomoM Buckorra-Onapuya (1),
XPOHUYECKOM TpaHyeMaTo3Hoi 001e3Hb10 (2), curapomomM I'puctemu 2 (1).

KonuuectBo cemeil, B KOTOpBIX HaOmrojaercss 0ojiee OJHOTO MalMeHTa C
I[N, cocraBwio 7. mo omHoM cembe B rpynmax [IAJ] ¢ wumMMyHHOU
mucperyisiuet (cungpom I'puctennu 2), HapywenusiMma ¢arouurosa (XI'b),
ayTOBOCHAJIUTEIbHBIMUA  3a00JeBaHUAMH  (CeMeilHasi  Ccpear3eMHOMOpCKas
JIUXOpajaKa) U 4 ceMbH B TpyIIIe ¢ AepeKTaMHi B CHCTEME KOMIUIEMEHTA.

Mennana Bo3pacTa MOsBJICHUS CHMOTOMOB y nanueHToB ¢ [1I1/] B peructpe
CK cocraBuna 2 (0,28; 8,5) roga ¢ MuHUMalbHBIMU TOKazateasmu — 0 JeT,
MaKCHMaJbHBIMU — 32 TOJ1a, B TOM 4ucie B neguaTpuyeckoi koropre — 1,0 (0,16;
2,64) rox, Bo B3pocioii koropte — 15 (12; 25) ner.

VYV naumentoB Bcex rpynn [IM/] mmerna mecto cymiecTBEHHas 3aleprkKKa
nvarHosa. BBumy HegocTaToOdHOro o0beMa BBIOOPOK MeauaHa JUarHOCTUYECKOU
3aJIep KKK ObLTa OnpesesieHa TOMbKO st oTAeabHbIX Tpynn [TWU]] u coctaBuna 2,8
(2 mec.; 12 ner) roma nna cunapomanbHbix IIAI, 3 (0: 15 ner) roma nns
rymopanbshbix UJC, 1,7 (5 mec.; 11 ner) rona ajst aeekToB (aronurosa.

Cpoxy TUarHOCTUYECKOW 3aJIepKKU Kojebamuch oT 2-x a0 10 mecsieB y

nanuenToB ¢ TKU/, ot 5 mec. 1o 2,8 roga — y O0JbHBIX ¢ IepeKkTaMu UMMYHHOU
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perymisuu, oT 2-X Mec. 0 3,5 To/la IpHu ayTOBOCIAUTENHHBIX 3a00JIEBAHMSIX, OT
2-x 10 50-Tu et — npu aedeKTax B CHCTeME KOMIUIEMEHTA.

Cpennsisi 3a7iep’Kka TTOCTAHOBKM JWarHo3a B OOWIEH Tpymnme MepBUYHBIX
NJIC B peructpe CK nocrurama 2,9 (1,56; 4,24) roma ¢ MHHHMAaJbHBIMH
nokazarensamu 0 jer, MmakcumanbHbiMu — 51 toza. [lpu stom y nerelt mporecc
JMarHocTupoBaics ObicTpee. MenuaHa 3aepKKd JuarHo3a B NeAUaTPUUYECKOU
koropre cocraBmwia 2,6 (1,1; 4) roma (MuHMMadbHBIE ToOKazatesm 0 Jer,
MakcuMalibHble — 12,3 roma), uro Obuio jgoctoBepHo Hike (P<0,001), yem y
B3pocibiX — 3,5 (2,5; 17,5) rona (MUHMMaIIbHBIC ITOKa3aTeau 1 T0o/1, MAKCHMaJIbHbIC
— 51 ron). Ilpu cpaBHEeHUU ¢ HEOOJBIIMMHU UCCICIOBAHUSIMU, TTPOBEACHHBIMU B
MHUpE, MEIMaHa OTCPOYKU JUArHO3a Yy JAETEH, rOCIUTAIM3UPOBAHHBIX B JIETCKUI
rocriutanb Mofid B Hpane, cocraBmima 20 mec. [198], B Kopee — 19 mec. [168],
nokasareiau B Mekcuke yMeHbIuiauch ¢ 4,65+6,95 B 2013 r. [170] no 2,17 rona B
2017 1. [93]. YuurtsiBasg, yTto oTcpouka noctaHoBku sauarHoza IIMJ[ B CK
JOCTaTOYHA BEJIMKA, HEOOXOIUMO IMPOBEACHUE MEPOINPHUATHH, HAMpPaBICHHBIX Ha
ee ymeHbleHne. CTpaTeruu JAOCTHUKEHUS dTOM IEIH YK€ CYIIECTBYIOT B MHUPE
[171].

[Ipu ananuze wHambOosee BaxkHbix (opm [IM]] B 1emom ycTaHOBIEHBI
TEHJIEHIIMU, ONM3KUEe K TpPEACTaBlIeHHbIM B peructpe PD. Orcpouka nuarxHosa
obita MuHuManeHOl y gereit ¢ TKMH — or 1,7 mo 10 mec. Ilpu cunapome
Buckotra-Onapuua nokaszatenu kojiebanuch ot 4 1o 127 mec., y nereii ¢ XI'b — ot
5 mec. no 11 ner, mpu Oone3nu bpyrona cocraBwim 36 Mec,, CHHApPOME
Helimerenockoro nospexaenus — 59 mec., npu OBUH nocruranu 15 mer, npu
HACJICICTBEHHOM aHTHOHEBPOTUYECKOM OTeke — 50 Jier.

NHpekny B kKauecTBEe BEAYIIUX KIMHUYECKUX CHHJIPOMOB PEaIN30BaIUCh Yy
65 (73,9%) mauuentos ¢ [1N]]. Haubonee pacnpocTpaHeHHBIMU UH(PEKITMOHHBIMU
OCIIO)KHEHHUsIMU Obuti TTHeBMOHUU (43,2%), THOWHBIN cpeanuit otut (20,5%),
cunycut (22,7%), rnoiubiii nmumdanenut (11,4%), abro3usiii cromarur (6,8%),
racTpo3HTepur (8%). 'emokonut peruanBupoBan y 4,5% nereid, B TOM 4uCie Npu

cunapomax  Buckorra-Onapuua  (2,3%), T'epmancku-Ilynmaka  (1,1%),
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xpoHnyeckoM rpanynemarose (1,1%). dopmupoBanre OPOHXOIKTA30B OTMEUYEHO Y
4-x nanrentoB ¢ OBUH u ognoro nanuenra c runep-lgM-cuaapomom.

Cencuc passuiica y 4,5% nereit, ocreomuenutr — y 2,3%, cenTUYECKui
aptput — y 2,3%. Undexkuun koxu auarHoctupoBaimuch y 21,6% nereil, B ToMm
yyclie TepuaHajgbHbBIi alcliecc M MapapekTaiabHbi cBull (6,8%), adcuecchbl
nepeaHe OprourHoi crenku (2,3%), xapakrepHsie 11 narueHToB ¢ XI'b.

I'enepanuzoBannas [IMB-0one3Hp oTMeUasiach y JIBYX JE€TEH C TKEION
KOMOMHUPOBAaHHOM WMMYHHOM HEIOCTAaTOYHOCTHIO M TMpHUBEJa K JIETAIbHOMY
HCXONy. JlucceMUHUpPOBaHHAA BIDK-undexnus Kansmerra-I'epena
BepupuuupoBana y 5,7% nereit, npeumymectsenHo npu TKHUH (2,3%) XI'b
(3,2%). Kanauno3 peructpuposaics B 5,7% ciydaeB, Kpuntocnopuanos — B 2,3%,
B ToM unciie npu TKUH u cunapome runep-IgM.

[ToBTOpHBIE pECHUPATOPHO-BUPYCHBbIE HMH(PEKIUU PETUCTPUPOBAIUCH Y
39,8% nerel M NUIMPOBAIM B CTPYKType 3a00JIeBaHUN y TMAIUEHTOB C
CEJICKTUBHBIM Aepuuutom IgA.

Haubonee yacteiMu U3 HecneUPUUECKUX KIMHUYECKUX CHUHJIPOMOB OBLIU
renatocruieHomeranus  (29,5%) u nuxopanka HescHoit aTtmosioruu (13,6%),
KoTopassi Ha0nmoJanach y BceX 7 TAalMeHTOB C  ayTOBOCHAINUTEIbHBIMU
3a00sieBaHUsIMH, a Takxke y 0osbHbIX [I]] ¢ nMMyHHOMN AuCperysiuen.

B cTpykrype komopOuaHoit natosorun y nauuentos ¢ [IN/] B peructpe CK
PETHCTPUPOBAINCH TaKkKe mumdornponudepaTuBHbIE, ayTOUMMYHHBIE,
reMaToJIornYecKue, OHKoJoruueckue 3abosneBanus. ['panyneMsl BeISIBISIUCE ¥ 8%
OOJIbHBIX, B TOM YHCJI€ TpaHyjeMbl B jierkux (3), koxe (2), neuenu (3) KOCTHOM
Mo3re W Tyouarbix koctsx (1). UHrepcturmanpHas mumdonuTapHas 00JI€3Hb
JIETKUX Bepu(UIMpoBaHa B 2-X clydasx, MPU aTaKCUU-TEICaHTUIKTa3Uu U TUIep-
IgM-cungpome.

ITopoku pa3BUTHS UMENM MECTO Yy IBYX JE€TEH, B TOM uucie terpana damio
npu cunjapome uJlxopmaxu u atpe3us aHyca, MUKpoledaius — Ipu CUHIPOME
HeliMereHoBCKOro MoBpeXA€HUs. DHIOKPUHONATUU OTMEUYEHHBI B 5,7% cilydaeB B

BUJIe runonaparupeo3a npu cunjapome u/xopmxu (1), moamdHIOKpUHONATUU
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npu cuaapome APECED, ayroummynHoro tupeouautra npu KU (1) u
cenlekTuBHOM Aedurmre IgA (2).

Heundexnmonnsie nepMmaTtuThl HaOmonanuch y 26,1% npereil. B cnekrpe
MOpaXXCHUN KOKM OTMEUEHBI TEJIICAHTMAIKTA3UU Y MAlMEHTOB ¢ cuHApoMoM Jlyu-
bap (7), sx3emaTo3HbIi nponiecc mpu cuuapomMax Buckorra-Ongpuua (3), runep-
Ig (1), OBUH (3), nedumure IgA (2). AyYTOUMMYHHBIM JEepMaTUT
BepudunmpoBan y nereir ¢ aedurutom AJIA (1) u cunapomom Hutimuren (1),
ceimb mo tumy PTIIX — y pebenka, crpagatomero TKUJI. Yprukaphas cbliib
Ha0I0/1aNach y 2-X JeTel B CTPYKTYPE ayTOBOCHAIUTEILHOIO 3a00JI€BaHUS U TIPU
HeyrouHeHHOM MJIC. Tspkemas XpoHWYecKas KpalMBHULA, PE3UCTEHTHAs K
Tepanuu, OTMEUYEHa y MallbuyuKa ¢ CeJIEKTUBHBIM Jedunurom IgA.

Jlucrinasusit HOrTeu BBISIBISIACH Y 3-X JIETEH, B TOM YKCJI€ B KOMOWHAILIUM C
aionieriuedt pu  HeyrouHeHHoM KWJI u APECED-cungpome. YacTuunblit
abOMHU3M C CEIBIM MPOKpAITUBAHUEM BOJIOC, OpOBEH, pecHUI] HAOIIOAAICA TPU
[N c cemeiHbIM JUM(POTHUCTHOUUTO30M M TUINONUTMEHTALMEN (CHUHIPOMBI
I'pucueru 2 u I'epmancku-Ilyanaxa).

[{utonenuu ObLUIM OAHUMHU K3 CAMBIX YACTBIX MPOSIBJICHUNA U OTMEUAIUChH Y
23,9% neteit. B 12 (13,6%) ciywasix pa3Bujach TsDKelas TPEXPOCTKOBas
nutonenuss — npu TKUH (2), cunapomansueix UJC (3), nedexkrax uMMyHHOMN
perynsanuu (3), HapyuieHusx ¢aronutosa. [IpeuMyriecTBEHHO TPOMOOIIUTOTIEHUN
B COUETAaHUU C aHEeMHEH HaOII0JaINCh y ieTel ¢ cunapomoM Buckorra-Onmpuya
(3). KenezonepuuutHbie aHeMUU OTMEUEHBI Y 27,3% neteil.

PeBmaronornueckue macku [11]] B Bune mommcepo3ura perucTpupoBaInuch
y 3-X JieTeil ¢ ceMeMHOM Cpen3eMHOMOPCKOM JINXOPaAKOM, CyCTABHOW CUHIPOM —
y 6 nerei, B TOM 4HCII€ C BBICOKOM cTeneHbto akTUBHOCTH Ipu CuHapome CINCA
(xpornueckuit UHPAHTWIHHBIA HEBPOJOTUYECKUM KOXKHO-CYCTaBHOW CHHAPOM) U
curapome Muckle-Wells.

BpoHxuanbHasi acTMa AMAarHOCTHpPOBaHAa y 2-X MAIlUEHTOB C CEJIEKTHUBHBIM

neumurom IgA. «XoJOIHBIE» OTEKHM KOHEYHOCTEH, MSITKMX TKAaHEH JIWIIa,
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TOPTaHU B COYETAHWU C aO0JOMHHAIBHBIMU OOJSIMH peructpupoBayiuch y 7 (8%)
NALMEHTOB C HACJIEICTBEHHBIM aHTMOHEBPOTUYECKUM OTEKOM.

310KayecTBEHHbIE HOBOOOpa3oBaHus cocTaBwin 4,5% U oTMedanuch npu
aTaKCHUU-TeJIeaHTn3KTa3uu (2 cimydas), cuaapoMe HeliMereHoBCKOro noBpexaeHUs
(1), runep-lgM-cunapome. Y  gereit ¢ aTakcuel-TeleaHTHUIKTa3uen
BepuunrpoBanbl T-kiaetouHas aumdoodaacTHas JuMdpoMa C€ MOPAKECHUEM
cpenoctenuss u JuMmpoOmacTHas JauM@oMa ¢ TMOpaKEHHEM BCEX TPy
uM(paTHYecKuX y3J0B. Y  JI€BOYKHM € CcUHApoMOoM HeliMereHoBcKoro
NOBPEXJIEHUA  JIMarHOCTHPOBAaHAa  MUHE00JIaCTOMA,  PaCIpPOCTPAHSIOLIASCS
CyOTEHTOPHAJIBHO U Ha 3aThUJIOYHYIO OO0, MOCTYKUBILIAs TPUYUHOMN JIETAIbHOTO
ucxoza, y Majpuuka ¢ runep-lgM-cuHapoMomM — rimomaro3 JIeBOoW BHUCOYHOM U
3aTBUIOYHOM 00nacTei.

Takum ob6pazom, y 73,9% mamumentoB peructpa CK Begymumu
KJIMHUYECKUMHU MPOSIBICHUSAMU Obu MHpekumy, y 18,1% — npuszHaku uMMyHHON
JUCPETYJSIIUM B BHJE JIMXOPAJKH, Te€NaTOCIUICHOMETaJIUU, ILUTOIECHUH,
CYyCTaBHOIO CHHJApoMa, y 8% — pEeuuIUBHPYIOIIME «XOJIOJHBIE» AHTHOOTEKHU.
3/I0KaueCTBEHHbIE ~ HOBOOOpa3zoBaHus pazBwinch y 4,5 %  OOJbHBIX.
CnenoBatenbHo, [IM][ wmoxxeT OBITh 3amoJ03peH Yy MalHeHTa ¢ J0ObIMU
HapylmeHUsIMA UMMyHHUTeTa [59].

PamwxupoBaHue KIMHUYECKUX CHUHIPOMOB C MpeodsafaHueM HH(PEKIHA
ormeueHo B peructpe ['epmanum (2019 r.) [212], FOxHOAppHKaHCKOM peTUCTpE
(ASID) [101], a Taxxe peructpax Apyrux cTpaH u peruoHos [177, 179, 168, 108].
OpHako M3-3a pa3iuyuil B KiacCcU(UKAIUAX Ppa3HBIX JIET MPSMOE CPaBHEHUE
NOKa3aTesield pacCpOCTPAaHEHHOCTH CII0KHO OCYLIECTBHUTb.

[Ipynumas  BO  BHMUMaHue  OOIIYI0  YHCIEHHOCTh  HACEJICHHMS
CTaBponosbCKOTo Kpasi, KOJUYECTBO 3apEeruCTpUpOBaHHbIX manueHToB ¢ [N/ B
49 pa3 wMenbuie oxugaemoro. KoinyecTBO BepUPHUIIMPOBAHHBIX —CIy4yacB
OKazaJioch B 9 pa3 MeHblle oxkuaaeMoro st komOuuupoBanubeix MJIC, B 2 paza —
st cuaipomanbbix KU/, B 113 pa3 — mnsa rymopansasix UJC, B 40 pa3 — mis

ayTOBOCHAJIMUTENbHBIX 3a00JeBaHUd W B & pa3 — sl Je(PEeKTOB CHCTEMBbI
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koMmruieMeHTa. KojnuecTBo 3aperucTpupOBaHHBIX MAIUEHTOB TOJBKO Ha 27%
HUKE PacUYeTHOTO IS e(PeKTOB CHCTEMBI (HDaroruTo3a U HECKOJIBKO MPEBBIMIACT
KOJIMYECTBO 0’KMIAEMBIX CIIy4aeB AJisd Je(heKTOB UMMYHHOU PETYIISIIIUU.

I'enetnueckoe  ucciaegoBanue  nposeaeHo y  45,5%  manueHTos,
MOJIEKYJISIPHO-TEHETUUECKAM JMarHo3 ycTaHoOBIeH B 38,6% ciydaeB, d4TO
coctaBmiio 85% OT uMcla NpOTeCTHpOBaHHBIX. Muentuduimporana 1 HoBas
mytanus. 1lo ganHeM perucrtpa P®, reHetmyeckoe NOATBEPKICHUE IUArHO3a
umeroT 36% naereit ¢ [TUJT [169].

Peructpsl EBpomneiickux ctpan u ctpan bimxaero BocToka cooOmiaror o
OJIM3KUX TOKa3aTensax, cocTaBuBmMX Bo Ppanuuu 43,3% mnanuenrtos, [111], B
I'epmanuu — 36,4% [212], Upane — 33,1% [108], CILA — 36,5% [228], KyBeiiTe —
y 53% [70]. I'eHeTnueckoe uccienOBaHUE, KaKk M B OOJBIIMHCTBE CTPaH, HE
MPOBOJUJIOCH Yy TAIMEHTOB C OOIMM BapuaOeTbHBIM HMMYHOJEHUIIUTOM U
ceJIeKTUBHBIM niepuriutoM IgA, 4To 0O0YyCIOBIEHO JOPOTOBU3HOW aHaiu3a M
OUYEBHUHOCTBHIO JHMAarHo3a B pe3yJbTaTe JIMHAMUYECKOW OLIEHKH CBHIBOPOTOUHBIX
UMMYHOTJI00YJIMHOB [212].

TpancraHTanuss  KOCTHOIO  MO3ra W TE€MOIMOATHYECKUX  KJIETOK
ocymectBieHa y 10 (11,4%) manmueHToB, B TOM YHCIIE TIOBTOPHO Y 3-X MAaIlMEHTOB
— ¢ aedpururom AJIA (1), ayroummyHHBIM JTuM@orposindepaTiBHBIM CUHIPOMOM
(1) u XI'b (1). Ilpu sTOM TpO€ MAIMEHTOB HA HACTOSAUIMNA MOMEHT HYXKIAIOTCS B
npoBeaennn TI'CK. Ilo panHeiM peructpa P® HMMyHOPEKOHCTPYKTHUBHAs
tepanus npoeeneHa y 10,8% manuenTtos [55], peructpa 'epmannu (PID-NET) —y
12,2% [212], ®panuun (CEREDIH) —y 10,8% [109], Lseitmapuu —y 3,5% [218],
I'onkonre — B 16,2% [177].

B 3amecturtenbHOM Tepanuu mpenapaTaMy UMMYHOTJIOOYJIMHOB HYKJIatOTCS
23 (29,1%) uenoseka, mony4aroT 17 (21,5%) u3 79 *uBBIX MALIMEHTOB PETUCTpa
CK, uro cocraBnsier 70,8% ot uncna Hyxpaaromumxcs. J[Boe nereil He nedarcs B
CBSI3U v OTKa30M poauTee. HenpepsiBHas npoduiiakTuyeckas
NPOTUBOMUKPOOHAsT Tepamus mnpoBogutcs y 14 (17,7%) manueHTtos.

3amectutenbHyto Tepanuio 'KC®D (rpanynouuTapHbiii KOJIOHUECTUMYIUPYIOIIUI
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daktop) momydarot 6 (7,6%) OompHBIX, Cl-unruburop — 4 (5%), TapreTHyrO
AHTHIIMTOKWHOBYIO Tepanwuio — 7 (8,9%), konxumuH — 3 (3,8%).

B coorBercTBUM C naHHbIMU peructpa P® Tepanuio BHYTpUBEHHBIMU
UMMYHOTTIOOynuHaMu  mony4aroT 44,7%  manueHToB, NPOQPHIAKTUYECKYIO
MPOTUBOMUKPOOHYIO Tepanuio — 37,7%, TapreTHyl0 aHTULIUTOKUHOBYIO — 7,690,
perynspao wim snu3oaudecku ['KCO — 4,9% [55]. B nepuon Hadaroaenus ¢ 2009
r. ymepiu 6 (6,8%) manpueHToB, 4TO COMOCTaBUMO ¢ peructpamu PD — 6% [55],
I'epmanun — 2% [212], HIsetinapun — 3,5% [218], HO HECKOJIILKO MEHBIIIE, YEM B
FOxnom Kutae, — 15,2% [179], Kopee — 9,8% [168].

Takum  oOpa3oM, MUHHMAJIbHAsE  PACIPOCTPAHEHHOCTh  IEPBHYHBIX
ummyHoaeuimToB B CtaBponosibckoM kpae coctasisieT 3,1:100 000 nacenenus.
B peructpe CK npeobnamaror nuia myxckoro nosa (2,03:1). B koropre >KuBbIX
nmanueHToB npeodianarT aetu (74,7%). Cpeanuii Bo3pact 001IbHBIX gocturaet 10
net. B peructpe npencraBieHo 27 yTOYHEHHBIX Ho3osormdeckux (opm TTH/I.
Haubonee pacnpocTpaHEHHBIMH SIBISIOTCS  J€(PEKThl T'yMOPaJbHOTO 3BEHA
(44,3%), BTOpOE MECTO 3aHUMAIOT KOMOMHHMPOBAHHbIE UMMYHHbIE HapyIICHUS C
cuHApoMaiabHbIMU mposiBneHusiMA (15,9%), Tpetbe — nedextsl (aronurosa
(10,2%). MonexkynsapHO-TeHeTUYECKHI TUarHo3 noarsepxkacH y 38,6% OO0JbHBIX.

Bozpact mnosiBieHuss cuMmntoMoB Bapsupyer ot 0 mo 25  ner.
[IpeobnagaronMmMu KIMHUYECKUMU MPOSBICHUAMH ABISIIOTCA MHGeKuu (73,9%),
peke  BCTpeyaroTcs  NpU3HAKM  UMMYHHOM — ngucperyisimuun — (18,1%),
pPELUIUBUPYIOIINE «XOJOAHBIe» oOTeku (8%). JlumarHoctuueckas 3aJepikka
cocTasisieT 2,9 rona. TpaHCIUTaHTALMSA TEMONTOATHYECKHUX KIETOK OCYIIECTBIEHA Y
11,4% pereil. 3aMeCTUTENbHYIO TEpalui0 MpenaparaMd  BHYTPUBEHHBIX
UMMYHOTJI0O0YJIMHOB MOJTYYaroT 21,5% YEJIO0BEK, HETIPEPBHIBHYIO
MPOPIIAKTUYECKYI0 MPOTUBOMHUKPOOHYIO Tepanuio — 17,7%, TapretHyio
AHTUITUTOKUHOBYIO Tepanuio — 8,9%.

[TonyAIMOHHBIN CKPUHUHT SIBJISICTCS CIMHCTBEHHBIM CPEICTBOM pPaHHEH
muarHoctukn TKMH no nHavanma cepbe3HbIX WHGEKIMH, TOCKOJIbKYy 80%

MAIMEHTOB HE MMEIOT MOJIOKUTEIBHOTO ceMeiiHoro anamuesa [98]. Kpome Ttoro,
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OH TMO3BOJISIET BBISIBUThH JOMOJHUTENIbHBIE PACCTPOICTBA C HU3KUM KOJIMYECTBOM
T-mum$onnTOB, KOTOPHIE HYKIAIOTCS B AUCHAHCEPHOM HAOIIONCHUH U JICYCHUHU
[196, 118, 157, 154].

Ha 2 stane paGoThl MpOBEICHO PETPOCIIEKTUBHOE UCCIIEIOBAHUE APXUBHBIX
TeCT-0JIAaHKOB CYXUX ISITEH KPOBU 43 yMEPIUX ACTEH, B3ATHIX /Il HEOHATAIBHOTO
CKpuHUHTa. B KauecTBe KpuTepueB 0TOOpa YUUTHIBAIIM TSKEIble MHPEKIIUMOHHBIC
3a00eBaHUs, TOATBEP)KIACHHBIE B KIMHUYECKOM U MaToMOP(OIOTHIECKOM
JTMArHO3€ U SIBUBIIUECS OCHOBHOW MPUYMHOMN JIETAIBHOTO UCXO/1A.

B 20,9% cnydyaeB npu >KM3HM M Ha CEKUUU BEepUPUIIMPOBAHBI TSHKEIbIE
MHEeBMOHUH, B 39,5% — cencuc, B 4,7% — rHoiiHbIil MeHUHTO3HLIePanuT, B 30,2% —
reHepanu3oBanHas Qopma BupycHod wuHbeknuu, B 4,7% — s3BEHHO-
HEKPOTHYECKUI dHTEPOKOJUT. JleTanpHbii ncxon y 34,9% nereit HacTynui Ha 1-M
Mecsite xu3Hu, y 37,2% — B Bo3pacte 1-3 mec., y 11,6% — B 3-6 mec., y 11,6% — B
6-12 mec., y 4,7% — B 1-3 rona. HegoHomennslie netu coctaBmin 65,1%, B ToM
yucie 21,4% — ¢ kpaillHel CTENEHbIO HETOHOIIEHHOCTH U CPOKOM T'ECTAIlMU MEHEE
28 Henenb, 32,1% — OT paHHUX MpEXACBPEMEHHBIX pojaoB (28-32 nenenu), 17,9%
— OT TmpexAeBpeMeHHbIX poaoB (32-34 wepenu), 28,6% — OT NO3THUX
IpeKICBPEMEHHBIX poaoB (34-37 wexens). BposkaeHHbIE ITOPOKH pa3BHUTHS
BepudunmpoBansl 'y 19 (44,2%) nered, B TOM 4YHCJE TOPOKH Ccepla u
MarucTpajbHbIX cocynoB (23,3%), MOpOKM pa3BUTHS KEIYI0YHO-KUIIEYHOTO
Tpakta  (aTtpe3un  nummeBoga u  kumevnwka)  (7,0%), aHOMaiuu
MOYEBBIJICTUTENBHON U MOJOBOM cucTeM (2,3%), MOpOKU pa3BUTUS OPOHXOB U
nerkux (7%), HHC — 3 (7%), a Taxxe cunapomsl du/lxopmxu (2,3%), DnBapca
(2,3%), I'pucniennu 2 (2,3%), 6one3ns Jayna (2,3%).

Y 60,5% ymepmux geted ¢ daraqibHbIMU WHOEKUIUSIMU OINpPEACIsINCh
CHUKCHHbBIC TOKA3aTEIu SKCUHU3MOHHBIX KOJIEL peapaHkupoBkH reHoB T- u B-
KJIETOYHBIX PELenTOpPOB, 3apeructpupoBannbie y 4 u3 7 nereii ¢ AU Il cT., y 5 u3
10 neteit — ¢ AU IV cr., y 7u3 17 — ¢ AU V c1, a Takke y Bcex JeTel ¢
MopdonornueckumMu mpusHakamu BpoxkaeHHbIX MJ[C. Huskue nmokazarenn TREC

ormeuarotress B 37,2% cnyuaeB, KREC — B 4,6%, TREC+KREC — B 16,6%.
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Cpennee uncno xonuit TREC mns Bcex oOpasmoB cocraBmiio — 147 [59,1; 345]
KREC — 264 [85,1: 624]. ¥ 26 (60,5%) neteit u3 43 ObutH BBISBICHBI CHIDKCHHBIC
nokazarenu TREC u KREC, 4ro, BeposiTHO, CBsI3aHO ¢ OOJIBIIMM KOJUYECTBOM
IyOOKO HETOHOIIEHHBIX AeTer (MeHee 28 Hemenb TecTaluM), a TaKXKe JeTeH,
POKIACHHBIX OT PaHHUX MPEXKICBPEMEHHBIX poJI0B (28-32 Heaenn).

[Ipu mnaTomMoOp(dOIOrHYECKOM HCCIEAOBAHUM BUJIOYKOBOM KEJNe3bl H
TUM(ATUYECKUX Y3JI0B MPOCICKUBAIACH SBICHUS TPUOOPETCHHOTO YTHETEHUS
UMMYHOI'€HE3a B BHUJE aKUUACHTaIbHOW uHBomonmu Tumyca -V cramuii (34
MalKeHTa), a TakKe BPOXKJICHHOW TUMOIUIa3uM Tumyca (4) U HECBOEBPEMEHHOTO
xupoBoro mertamopgoza (1), Pexe oOHapyXuBanuCh NpPU3HAKA aKTUBALUU
uMMyHoreHe3a ¢ pasutueM AU tumyca -1l ctanuii (4).

Onpenenenne HSKCUM3MOHHBIX KOJIEI] pPEApAHKUPOBKM TeHOB T- m B-
KJIETOUYHBIX PEILENTOPOB B CYXHMX IMATHAX KPOBH OCYIIECTBISUIOCH y JETeH S5-Tu
rpynm: AU -1l (4 maraa), AU 1 (7 nsaten), AU IV (10 msaren), AUV (17 nsren),
Mopdomnoruyeckue npuzHaku [TN/] (5 nsaren).

B rpymne ¢ AW I-ll mokazatenu TREC u KREC Obun cHMXEHBI B
eaAuHUYHOM citydae — y pedenka ¢ BIIC (medekt MexnpencepiHoN neperopoiku,
runepTpopusi MUOKapAa >KETyTOYKOB) M TMO3IHUM HEOHATAIBHBIM CEICHCOM
(IBYCTOPOHHSISI THEBMOHMUS, KAPJIUT, TENATUT, MEHUHT O HIIC(ATUT, BEHTPUKYJITUT).

B rpymne AWM Ill yMmeHblIeHHE YPOBHEH 3KCUM3HOHHBIX KOJIEIL
peapaHXUpOBKH reHoB oTMeueHo Yy 4-x aeteit. [lokazaTtenn TREC u KREC 6putn
CYIIECTBEHHO CHIKEHBI Yy TJ1yOOKOHEJIOHOIIEHHOro pebenka (21 Hemens
recrariui) ¢ BJIJl m aGcnenupyromeli maeBMonmeit. [lokaszarenrn TREC Obum
HU3KUMH y 2-X TJIyOOKO HEOHOIIEHHBIX JETEeH, POKICHHBIX Ha 26 U 28 Hemenmsax
recTali Ha (JOHE HEKPOTHUIUPYIOIIETO SHTEPOKOIUTA U PAHHETO HEOHATAJILHOIO
cencuca. Mate ogHoro u3 aerei mHpunupoBana BUY. YMepeHHO CHUMKEHHBIC
nokaszatenu [REC 3apeructpupoBanbl y maruieHTa ¢ KomOMHUpoBaHHBIM BIIC
(yToneHue 3HAOKapAa JieBoro xemynouka, nedext MIIII, creno3 nerouynoit
apTepuu, CTEHO3 aOpPTAJBHOTO KJalaHa) W BPOXKICHHBIM JTUBEPTUKYIIE30M

OpOHXOB.
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VY nereit ¢ AU IV cragun auskue nokasarenn TREC ormeuens! y 4-x nerei,
TREC+KREC — y 2-x gereii. BripakenHoe cHmxeHue mnokazateneir TREC
YCTaHOBJICHO Yy TJIYOOKOHEJIOHOIIIEHHBIX MAalUeHTOB C pPaHHUM HEOHATAJIbHBIM
CEIICUCOM, POXKIAEHHBIX Ha 27 W 28 HeJesIX TeCTalli U UMEIOLUX 3KCTPEMAJILHO
Hu3kyro Maccy tena (900 r u 1500 r). Huzkume mnokazarenu TREC u KREC
OTMEUEHbl Yy JBYX JIeTed C TO3JAHMUM HEOHATaJIbHBIM  CEICUCOM H
MHOXXECTBEHHBIMU  aHOMAJIMSAMHU PAa3BUTUST B BHJE AaTPe3Ud IHUILIEBOJA,
HEJI0pa3BUTHUS 12-TIEpCTHON KUILKH, HEMIOJIHOTO yJIBOCHUSI CEJIC3€HKHU, KUCTO3HBIX
W3MEHEHUM STMYHUKOB, a TAK)KE TTOPOKOB OPOHXOJIETOYHON CUCTEMBI (BPOXKICHHbIE
KHUCTBI C TIOCJICAYIOIINM HarHOEHHWEM, HE3PEJIOCTh JIETOYHON TKaHU). Y MEpEHHbIC
u3meHenusi TREC 3apeructpupoBaHbl y HEIOHOIIEHHOTO pebenka (33 Henm.) ¢
MO3/IHUM HEOHaTaIbHBIM cercucoM Ha ¢one BIIC.

[Ipy akmuaeHTanpbHOM HWHBOMIOUMHM TUMyCa V craagum mokasarenu [REC
obitn cHukeHbl y 7 nereir, KREC —y 1-ro, TREC+KREC — y 4-x. CyiecTBeHHoe
camwkenne TREC u TREC+KREC 3apeructpupoBaHo y 3-x [eTeil ¢ MO3IHUM
HEOHATAJIbHBIM CETICUCOM, POXKACHHBIX B 32 1 27 Heellb 0epeMeHHOCTH, C MacCo
tena 960, 2200 u 980 r cOOTBETCTBEHHO. Y JIBYX JETEW CEercuc pa3Buiicsa Ha (hoHe
BIIP, B tomM umcne XKKT (aHoManpHOE paCIONIOKEHUE COCYIOB CTEHKHU
KHUIIEYHUKA U TOJKEITyJ0UYHOM KeJe3bl), © MHOKECTBEHHBIX ITOPOKOB PA3BUTHUS —
JMIIII, wmukpodTasbM, CyKEHHE YCThbsl MOYETOYHUKOB, JIBYyCTOPOHHHU
ruipoHedpo3, HEMPABUILHOE BETBICHUE, IUBEPTUKYJIE3 OPOHXOB. YMEpEeHHOE
camkenne TREC oTMeueHo y JOHOIEHHOTO peOeHKa C OaKTEPHATBHBIM CETICHCOM
Ha (one BIIC, y nByx nereit ¢ reHepanu3oBaHHON BUpycHOU undekiueir — ABU u
LMBMU, y nanuenta ¢ HOK, poxaenHoro Ha 29 Henene rectauuu, 1 MajabyuKa C
Tsokenod mHeBMoHued Ha ¢one BIIC (TpaHcmo3uiiusi KpYNHBIX COCYJIOB,
runoriazust aoptel, JMIIII), umeroiiero 3KkcTpeMalbHO HHU3KYKO Maccy Tela.
YMmepennoe  ymenpmienne ITREC wu  KREC  3apeructpupoBano y
rJ1yOOKOHEIOHOIIEHHOTO MalueHTa (25 Hell.) ¢ MOJMCEerMEeHTapHOW MTHEBMOHKEH U
OMHMT (850 r), a Takxke y manoBecHoro pedenka (970 1) ¢ cunapomom JlayHa,

teTpanoi danio, HeIOpa3BUTHEM XPsIlIe OPOHXOB.
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B S5-TH CIIyvasx CEKI[MOHHBIX HaOJII0ACHUI YCTaHOBJIEH
natoMopdororuueckuii  auarno3  Bpoxkaennoro HJAC. YV 1 pebenka
Bepu(UIIMPOBAH KUPOBOM MeTamMop(]o3 BHIIOUKOBOM »kene3bl, y 3-X JeTerl —
NpU3HAKU THUMOIUIa3UU TUMyca U He3perocTu mnepudepuyeckux opranoB UC, B
toM uwnciie Heknaccuumupyembrit UJC (1), cunapombr du/lxopmxu (1),
OnBapaca (1). PerpocniektuBHo ocymectsieH aHanu3 TREC u KREC pebenka c
CEMEHHBIM JIMM(POTUCTHOIITO30M (cuHapoM [ purienu 2).

B Bo3pacte 7 wMec. y MalbuMKa C HECBOEBPEMEHHBIM >KHUPOBBIM
MeTamop(do30M B JIOJbKAX M CTPOME BHIIOYKOBOM >K€JIe3bl pa3BUIACh (aTabHas
dbopma reHepaIN30BaHHOU SHTEPOBUPYCHOMN UH(pEeKIUU: CEPO3HBIN
MEHUHTO3HLIE(PATUT, BEHTPUKYIIUT, SHTEPOKOIUT, OPOHXOITHEBMOHMSI, MUOKAPAUT,
TenaTuT, HeQPUT, YTO MPUBEIO K PA3BUTHIO MOJMOPTAaHHON HEJOCTATOYHOCTH U
SBUJIOCh HETMOCPEJCTBEHHOW MPUUYMHOW cMepTH mnauueHTta. [lpu onpenenenun

HKCIIM3UOHHBIX Koyen B apxuBHOW kapre Guthrie ypoBenr TREC ymepenHo
camked (7,91*10Y/10°L), yposenr KREC — 0. YuuTbiBas HM3KHE MOKA3aTean ¥-

bpakuuu npu OMOXUMUYECKOM HCCIIETOBAHUU KPOBH IIPH KU3HU B COBOKYITHOCTHU
c maromopdosiorndeckumMu npu3HakamMu u  rnokasarenmiMu  KREC, Henb3s
UCKJIFOUYUTH BPOKICHHYIO THITOMMMYHOTJI00YJINHEMHUIO.

Y wMambuuka ¢ BIIP B Buae terpagel damio, NOPOKOM pa3BUTHUSA
KOHEYHOCTEN — OTCYTCTBHE MPOKCUMAJIBHBIX CYCTaBOB OOJIBIIMX MajblEB KUCTEH,
JuueBbiM  aucmopdusmMoMm  (Mukpouedanus, — TpuraHouedanus ~— yeperna,
TUIIEPTENIOPU3M TJIa3HBIX 070K, MHUKPOTHATHs, AHOMAaJUsl YUIHOW pPaKOBHHBI
cIpaBa), yMeplero B Bo3pacTte 3-X JIeT, MOCMEPTHO BEepU(PUIMPOBAH CUHAPOM
JuJlxopmxu. JletabHbI HMCXOX HACTYHUJ B PE3yJibTaTe IPUCOCIAUHEHUS
pecnMpaTOPHO-CHHIUTHAIBHON HMH(PEKUUH, YTO COMPOBOXKIAIOCH pa3BUTHEM
OpoHXHONWTAa W  JICKOMIIGHCAIlMed 10  JAbIXaTeIbHOM W CepAeYHOM
HEJIOCTAaTOYHOCTH. B aHaMHe3e NIPOCIEKHUBAIUCH  THIIOKAIbLIUEMHUYECKUE
CYJIOpOTH, TOBTOpHbBIE pecnuparopHble HHpekuuu. Ha cexnum ycraHoBleHa

BpOXKJIeHHas runoruiazusi tumyca (macca 3 r). Ilokazatenn TREC Ha kapre
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HEOHATAJIBHOTO CKpUHMHTA pe3ko cHmxkensl (0,8%101/10°L), KREC — HopManbHbI
(7,29*10%/10°L) (I14).

ManpurK ¢ MOATBEPKICHHOM B KapuUOTHIE TpucomHel mo 18 xpomocome
(cungpom DaBapjca), POAWIICS AOHOUIEHHBIM C MHOKECTBEHHBIMH MOPOKAMU
pa3BUTHS: JBOMHOE OTXOXIEHUE JIETOYHOIO CTBOJAa M aOpThl OT MPaBOro
KEITyJI0uKa, 1Ba AedeKTa B MEXKEIYJ0UYKOBOM Meperopoike, GyHKIMOHUPYIOIIEe
OBAJIbHOE OKHO M OOTAJUIOB MPOTOK, ABYCTOPOHHHMI KPUIITOPXHM3M, THIOCHAIUSA,
areHe3us MO30JUCTOrO TeJla, aHOMAJIUU JIUIIEBOTO CKelleTa (JouxoledanniecKuil
gyepern, MUKpO(TaTbM, MUKPOTHATHS ), CHHIAAKTHINSA cTom. [Ipy rucTomornyeckoM
MCCIIEIOBAaHUM OTpeieisiiach TUnomia3us Tumyca (Macca 5 r), OTCyTCTBHE B HEM
MPU3HAKOB aKIMACHTANbHON TpaHchopmaruu. PebeHok moru® Ha 28 CyTKu B
CBSI3U C MPUCOCIUHEHUEM PECIUPATOPHOM HH(DEKIMH U TPOTrPEeCcCUPOBAHUEM
JBIXaTeIbHOM U cepaeuHoi HenoctatouHocTH. [Tokazarenn TREC pe3ko cHuxkeHbI
(1,1*10%10°L), KREC — nopmanbhsI (2,68*10%/10°L) (T15).

B onHOM cnydae Ha CEKIMM YCTAaHOBJICHA BPOXKJICHHAs arjia3us TUMYyca
(macca 0,7 1). JleBouka poauiiach JOHOIIEHHOM ¢ Becom 4250 T, ¢ POXICHHS
OTMEYAJINCh YHOPHBIA KaHIUJ03 CIU3UCTBIX POTOBOM TMOJIOCTH, SHTEPOKOJIUT,
pacnpocTpaHeHHbIe omnpenoctd. [Ipu  JuHAMHUYECKOM HCCIEOBAaHUM  KPOBH
peructpupoBanuch croiikas mumdonernus (0,2*10%m1). B Bospacre 2-x Mec.
pa3BepHYJIaCh reHepaInu3oBaHHas MOCTHATaJIbHAasI CMV-6o1e3Hb:
MEHHHTO3HIIePaJINT, JIBYCTOPOHHUH XOPUOPETHHHT, JIBYCTOPOHHSIS
MOJINCETMEHTapHasi MHEBMOHMS. PebeHok mnorub6 B Bo3pacte 79 n1HEH OT
noymopranHoit HemocrtarouHoctr. [lokazatenn TREC — 0, KREC — 0 (I12).
Knuanuecknit 1 maToMOpONOTHYECKUN CHUHAPOMOKOMIUIEKC B COYETAHUHU C
orcyrcteueM [REC wu KREC He 103BOJsS€T UCKIIOYUTL  TSDKENBIN
KOMOWHUPOBaHHBIM UMMYHOACHUITUT [36].

Manpuuik ¢ ceMeWHbIM TemMo]arormuTapHbiM JUM(OTUCTHONHUTO30M (Y
MJIaJIIero Opara Mo3JAHEe TeHETHYECKHW TMOATBEPXACH cuHapoM [ 'pucuemnu 2),
poamiics Ha 36 Henene 6epemeHHOCTH ¢ BecoMm 2600 r. B nuHamMuke HaOIrOACHUS

—  YacTUYHBIA albOMHU3M, JUMPONPONUPEPATUBHBIA CUHAPOM, SMU30bI
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auxopankd. B 1 r. 3 mMec. pa3Buiics 3m0kauecTBEHHBIN TuMbonponndepaTUBHbIN
nporecc (mpoiauM@ouuTapHas JUMQpocapkomMa) C MOpaKeHUEM JTUM(PaTHIECKUX
y3JI0B BCEX TPYII, SBHUBIIMICS NPUYMHOM JieTanbHOro ucxoxa. Ilokasarenn
TREC cumxens (1,08%10%/10°L), KREC — nopmansssl (7,29*10%/10°L) (T13).

He ycTaHOBIEHO B3aMMOCBS3HM IIOKa3aTeled HKCIM3MOHHBIX KOJEL[ B
HEOHATAJIBHOM IIEpUOAEC M CTEINEHBIO AaKIMJICHTAJbHOM HWHBOIIOLUU THMYCA,
npuobpereHHOW Ha QoHe TsKenbix wuHPeKknui. [lomydeHHble naHHBIE HE
OpPOTUBOpEYAT  CYIIECTBYIOUIMM  NPEACTABICHUAM 00  aKIUAECHTaJIbHON
WHBOJIIOLMN TUMYyCa KaK O MPHUOOPETEHHOM IPOIIECCE, BO3HUKAIOIIEM B OTBET Ha
aHTUTEHHOE  BO3JelcTBHE (B MEpBYIO  odepeap  MH(PEKIUOHHOE) |

porpeccupylomiee BIUIOTh J0 BTOPUYHOW aTpouu BHIOUYKOBOM xkeneswl [33, 9,

223, 63, 97, 12].

[Ipu AV B TUMycCe MOKET ONPEEAThCSA TOJBKO PETUKYIOIHAOTENNM, HE
3aCeJICHHbIN JUMQPOLUTAMHU, YTO MPAKTUUYECKH COOTBETCTBYET MOP(OIOrHuecKon
kaptuHe HekoTopbix TN/ (nepumut AZLA, peTuKyasspHOW TUCreHe3ud, 1e(PULUTY
mosiekyn |l rmaBHOro kommiekca THCTOCOBMECTHMMOCTH, B psl€ CIIy4aeB —
cunapomy Hu/lxopmxu) [32, 9, 97, 39, 3].

ITocTtmopTanpHas JIAArHOCTUKA BPOXKJICHHBIX NJaC BBUY
Hecnenu(pUIHOCTH MaTOMOP(OIOTUUECKUX MTPU3HAKOB BechMa ciioxkHa [32, 9, 97,
39, 3]. B rpynmy BeposiTHbIX BpoxkaeHHBIX [IM]] HaMu ObLiTM OTHECEHBI MaIlMEHThI
C HECBOEBPEMEHHBIM KUPOBBIM METAMOP(O30M BUIIOUKOBOI1 kese3sl (1) amna3ueit
TUMyCa M TOTaJbHOUW JNuMorienueir ¢ poxxaeHus (1), coueraHHo# TUMOIIIa3uen
TUMyCa M BPOXIAEHHBIMH MOPOKAMH, XapaKTepHbIMHU NJisi CUHAPOMOB BuckoTra-
Onnpuua (1) m Daapaca (1), a Takke peOSHOK U3 CEMbHU C TOATBEPIKICHHBIM
ceMelHbIM JuMdorucTuonuTo3oMm (cu"apom ['pucuemmu 2) (1). BeisiBieno
CHI)KEHUE SKCUU3HMIIMOHHBIX KOJIEL peapaHKUpoBKU reHOB T- u B-kneTouHbix
pelenTopoB y BCEX MAIMEHTOB C MaToMOp(OJIOrMYECKUMU TPU3HAKAMU
BpoxksieHHbIX MJIC no neonpenensembix TREC u KREC npu Bepositnom TKMH,

KREC - npu HecBoeBpeMeHHOM XHUpoBOoM MeTamopdose. Pe3koe cHmkeHue
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TKHWH ormedeHo y pnerei ¢ BpPOXICHHOM THIIOIUIA3MENM TUMYyCa B CTPYKTYpeE
cunpomoB JuJl>xopmxu u DaBapca.

[TonmydyeHHble pe3yNabTaThl COTJACYIOTCS C MPEJACTAaBICHHBIMU paHee
JaHHBIMA U CBHJETENBCTBYIOT O TOM, YTO PETPOCIEKTHBHOE OOCIEIOBaHUE C
onpenenenneM [REC n KREC mno3zponser uaeHTUUIIMPOBATHL HO30J0TUUECKUE
cuHIpoMbl OTAEHbHBIX [IM]] Kak mpuU4MHBI paHHEW JETCKOM CMEpPTHOCTH [26, 7,
35, 43, 46]. Huzkue mnoxazatenu TREC Opimm mokasaHbl paHee HE TOJBKO Y
HoBopoxkaeHHbIX ¢ TKWJ [149, 155, 233, 196, 118, 157, 154], Ho u y neTeit ¢
KW/l 1 HEyTOYHEHHON MOJIEKYJSIPHO-TEHETHYEeCKONM mpuunHOou [233, 155, 104,
152, 154, 136], a Takxke npu cuaapomax Buckorra-Onapuua [233], dulxopmxu
[187, 219, 222, 137, 233, 136], Dasapaca [155], CHARGE [136, 155, 233],
Hetimerenosckoro nopexaeaus [150, 136, 155], JIyu-Bap [136, 155, 149, 150],
oonesnn Jlayna [123, 136, 155, 233], KUl 6e3 wuaeHTUDHUIHPYEMOI
MOJIeKyJIsIpHO# nmpuumHb [155, 104, 152, 233, 154, 136].

Hammu monydenslr pasnmuums mokazatenedt TREC y moHOmIGHHBIX W
HEJIOHOIIEHHBIX HOBOPOXKICHHBIX, MpU AToM mnokazatenn KREC mocroBepHo He
n3MeHsuuch. CHkeHne nokasarenieii TREC y HETOHOIICHHBIX MOATBEPIKICHO BO
MHOTHX 3apyOekHbIX uccienoBanmsx [181, 153, 124, 232, 136, 155].

Craructuuecku 3HaunMoe cHkeHnue ypoBHerd TREC ycranoBieno Hamu y
rIyOOKOHEIOHOIICHHBIX JAETEH CO CPOKOM TecTanuu MeHee 28 Henenb. M3BecTHO,
yro ypoBHH TREC BO MHOrom 3aBUCSAT OT Cpoka TecCTallid C YMEHBIICHHUEM
MoKa3aTeaerd MPEeUuMYIIECTBEHHO y AeTel, poxaeHHbIX 10 30 nemens [155, 181,
158, 7, 35, 136]. CyliecTBYIOT peKOMEHIALMHU O TOM, YTO HEAOHOIIEHHbBIC JETH C
HU3KUMU 3HaueHussMu | REC mpu poxaeHun TOJKHBI MTOBEPTaThCsl IOBTOPHOMY
ckpunuHTy Ha T-kierounyro smMmdonenuto [155]. Ilokazatemu KREC 'y
HEJIOHOIICHHBIX, 10 MHEHHUIO OOJIBIIMHCTBA aBTOPOB, HE M3MEHSIOTCS [66, 136]
WM U3MEHSIOTCS HE3HAYUTENbHO [7, 35].

Hamu ycranoBieHo cHwkenue mnokazareneid TREC y nereit ¢ mopokamu
pPa3BUTHS, B CTPYKTYPE KOTOPBIX OMPEAEISIIUCH MOPOKH CEPJIla M MAaruCTPaIbHBIX

cocynoB (Terpana u Tpuaga Pdamio, OTKPBHITHIA apTepuaibHbI MPOTOK, CTEHO3
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JEroyHou aptepuu, aopThl) (23,3%), NOPOKK pa3BUTHUS KEITyAOYHO-KUIIEYHOIO
Tpakta  (aTtpe3un  numeBoga u  kumieunuka) — (7,0%),  aHoManuu
MOYEBBIJICTUTENHLHON U MOJOBOM cucteM (2,3%), MOPOKU pa3BUTUS OPOHXOB U
nerkux (7%), HHC - 3 (7%). IlomydyenHble pe3ysibTaThl COTJIACYIOTCS C
UMEIOIITUMHUCS B JIUTEpAType CBEICHUAMHU 00 ymeHbIleHnH nokaszateneit TREC y
HOBOpOXkAeHHBIX ¢ BIIC, TpeOyrommx Xupypruyeckod KOPPEKIMH, a TaKkKe
aHOMAJIUSIMU KKT, BKJIFOYAs aTpe3nu MUIIEBOA, KHUILICYHHKA,
aumdoanrudkTasuio [136, 155, 131, 158, 196, 91, 181, 77].

UccnenoBanuss TREC B mMUIOTHBIX MpOEKTaX HEOHATAIBHOTO CKPUHUHTA,
MIPOBEICHHBIE BO MHOTHX CTpPaHax, ITO3BOJWIN BBIJICIUTh HIUOMATHYCCKYIO
auMdoneHuto, TpeOyIOIIyI0 JucaHcepHoro Haomoaenus [154, 182, 136, 89, 151,
159]. Cnemyer yuuThIBaTh, 4YTO HHU3KWEe Tokazatenmn TREC kpome Toro
BBISIBIISIIOTCS TIpu He-SCID uMMyHomeduimTax, CONpoOBOKIAIONIIUXCS TITYOOKUM
CHI)KEHUEM HUPKyIupyromux T-muM@onutos, Takux kak cuaapom duJlxopmxku,
6onesnp [layna, CHARGE cunapom [154, 182, 136]

Minanennam ¢ Hu3kuM ypoBHeM [ REC mo mro0oi mpudymHe peKoMeHyeTCs
JanpHelinee HaOMI0JCHUE Y KIMHUYECKOr0 HMMMYHOJIOra JO0 TeX TMop, IoKa
KOJIu4ecTBO T-muMGOIMTOB HE HOopManu3yercs. l[lpu 3ToM MepomnpusiTus,
MPEeAyNpexKIaA0IIMe pa3BUTUE WHOEKIUH, MOTYT BKIIOYATh MPOYUIAKTHUYECKYIO
aHTUOAKTEPUAIbHYIO TEpaNuIo, MHPY3UU MPErnapaToB UMMYHOIJIOOYJIMHOB, OTBOJ
OT BakKIMHAIIMU S>KUBBIMU  BaKI[MHAMH, MEpPbl MPEJOCTOPOKHOCTH  TPHU
nepenuBaHuu kposu [154, 182, 136]. JleTsim, y KOTOpBIX ypoBeHb T-TUM@pOLHUTOB
He BoccTaHaBiuBaeTcs: MoxeT notpedoBathest TI'CK [154, 182, 136].

B cooTrBercTBMM ¢ 3amauamu MCCleNOBaHUS B pabOTe MPOBENCH aHAIW3
pesyabratoB TREC n KREC y marnueHToB ¢ HacCTOpa)KUBAIOIUMH TTPU3HAKAMU
Bpoxknennbix MJIC. O6cnenoBansl 7 aeteit ¢ nByms u Oosiee mpuszHakoB [T]],
OTOOpaHHBIE BPAaYOM-UMMYHOJIOTOM Ha 3Tare JUAarHOCTHYECKOTO TMOMCKa CpPeau
0onbpHBIX, rocnuTanu3upoBanHbix B I'BY3 K/IKbB r. CraBponosns, a Takxke 8 nerei
C TSKEJIOW BPOXKIACHHOW MTHEBMOHUEH MM HEOHATAIBHBIM CETICICOM, OTOOpaHHBIE

BPauOM-HEOHATOJIOTOM CPEAM MAIMEHTOB peaHnMalnnoHHoro otaenenus ['bY3 CK
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«CTaBpONOJIBCKHUI KpacBOl KIMHUYECKUN MepuHaTaabHbli HeHTp Nel» B pamkax
MUJIOTHOTO MTPOEKTA.

VY 4-x u3 7 pereil ¢ HACTOpAKHUBAKOIMIMMU Tpu3Hakamu nepBuuHbix UC,
MONABIINX B IIOJIE 3pEHUS» KIIMHUYECKOTO MMMyHouiora B niepuoa 2017-2018 rr.,
ycranoBjeHo orcyrcerBue ogHoro (TREC win KREC) nmn o6oux (TREC+KREC)
OKCIIM3MOHHBIX KoJjiell. B crpykrype paboumx nuarHo3oB Owuin «TKHHy,
«['unorammarnoOynunemusi», «Cunapom Jlyu-bap», «l'unep-IgE-cunapomy,
«KomOunupoBanHbi  uMMyHOnepuuuT», «llepBUYHBIE HUMMYHOAECPHUIIUT C
HapyILIEHUEM [TUTMEHTHOTO OOMEHay.

OtcyrctBue TREC 3apeructpuposano y aeteit ¢ TKUH u cuanpomom Jlyu-
bap, TREC u KPEC — y neBouku ¢ kom6unuposanubsiM MJIC, KREC — y pebenka
c Ooisie3nbto bpyroHa. OTCYTCTBHE 3KCUM3MOHHBIX KOJIEL peapaHXUPOBKU T'€HOB
T- m  B-KJIETOYHBIX  pPEUENTOPOB  MOATBEPKAAIOCH  IOKA3aTEIsIMU
uMMyHO(eHoTUnIUpoBanus, B ToM uucie — CD3+, CD4+, CD8+, CD19+, CD3-
CD16+CD56+, a Takxe YpPOBHEM CHIBOPOTOYHBIX MMMYHOTJIOOYInHOB — IgM,
IgA, 1gG, IgE.

B 5-tn cimydasx w3 7 OIuarHo3 T€HETUYECKH NMOATBEPXKACH. [ eHeTnueckoe
VICCJIEIOBAHNE OCYIIECTBIBIOCH B COOTBETCTBUU C IPEIBAPUTEIBHBIM JTHATHO30M
metofoM CeHrepa wiu mojsHOreHoMHOro cekBeHupoBanus (NGS). BeisBieHs!
mytaruu B reHax |IL2RG, BTK, ATM, JIHK-nmurazer 4, MYOSA. B 2-x cimydasx
yCTaHOBJICH HeU(DPpepeHIIMPOBaHHBIN KOMOMHUPOBAHHBIM UMMYHOAC(PUITUT.

B ananornunoii padote, BeimonHeHHON B bpasunuu, u3 23 Guthrie-kapr or
MAalMEHTOB C HAacTopaxuBaromnMmu npusHakamu [IMJl Huskue mnokazarenn
TREC/KREC ycranoBiensl y 5 nereit (22%) ¢ HOATBEPKACHUEM KIMHHYECKOTO
IUarHo3a Npu HMMMYHO(DEHOTUIIMPOBAHUUM W TEHETHYECKOM aHalu3e B
nocaeayrotiem [153].

B ucciienoBanne TakKe BOLLIN JIETH C TSHKEIOM BPOXKICHHOW IMTHEBMOHUEHN
(4) 1 HeoHATaJIBHBIM CETNCUCOM (4), TOCHUTATU3UPOBAHHBIE B PEAHUMAIIMOHHOE
OTHEJIeHHEe NepuHaTaibHoro mneHtpa r. CraBpomons. Y 3-x u3 8 MalMEeHTOB

ONpeAe/IsUIMNCh HU3KHUE MOKa3aTeJIM dKCIIU3MOHHBIX KOJCIl peapaHKMPOBKH I'€HOB
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T- m B- xknerounslx penentopoB. B ommume OT rpynmbel  IeTen ¢
HacTopakuBaromumu npusHakamu [IW]] nenerextupyemsie 3Hauenuss TREC u
KREC nonydenbl He Obutd. [lokazaTenn 3KCIU3UOHHBIX KOJICH peapaHKUPOBKH
reHoB T- u B-KIeTOYHBIX penenTopoB y HNAMEHTOB C BPOXKIACHHON IMTHEBMOHUEU
HE OTJIMYAJIUCh OT HopMaibHbIX. Ha ¢oHe aHTHOaKTEpHAIBHON U
NAaTOr€HETUYECKOHN Tepanuy OTMEUEH OJIaronpusiTHbIA UCXOA.

HeonaTtanbHblil cencuc AMArHOCTUPOBaH y 4-X A€Tel B BUAEC MHEBMOHHH,
MEHUHTO3HIeannuTa, Kapauta, Hedputa, sHTepokoauTa. Y 2-X JeTel Obun
camwkenbl nokazatenu KREC, y onnoro — mokazarenu TREC. JleranpHbiil ncxon
HACTyNWI B 2-X ciydasx u3 3-X B Bo3pacte 76 u 178 nueil. Ob0a pebeHka nuMenu
KpallHIOI0 CTeneHb HeIOoHOIeHHOCTH (26 u 27 Hexenb). B omHom ciydae
BepU(DULIMPOBAHBI BPOXKICHHBIE MOPOKU pa3BUTHUA (TUIIOIUIA3Us JIEBOTO JIETKOTO,
aHOMaJIMsl Pa3BUTHUS OPOHXOB, KOAPKTALlUsl AOPThl, CTEHO3 JIETOYHOM apTepuu), B
JIPYroM — TsiKenas OpOHXO0JIerouHas AUCIIIA3USL.

Takum  oOpa3oM,  pe3ynbTaTbl  PETPOCHEKTUBHOIO  HMCCIEIOBAHUS
CBUJIETEIBCTBYET O TOM, uTO cKpuHuHTOBOoe omnpeneneHue TREC u KREC
METO/I0M MYJIbTUIUJIEKCHOTO aHAJIW3a y JAETe ¢ HaCTOPAKUBAIOIIMMU MIPU3HAKAMU
nepsuuHblx WJIC sBnsercs BbICOKOMH(OPMATUBHBIM METOAOM U MOXKET
UCIIOJIB30BAaThCA  IMPAKTUKYIOIIMM  MMMYHOJIOTOM  Ha  paHHUX  JTanax
JMAarHOCTUYECKOTrO MOUCKA. Y JeTel ¢ TAXKEeIbIMU MHPEKUHUSIMH HEOHATAIbHOTO
nepuoja (HEOHATaJbHBIM CEICHC, MEHUHIUT, ITHEBMOHHMS) HU3KHE IOKa3aTesu
TREC u KREC MoryT y4uThIBaThCS B Ka4e€CTBE JOMOJHUTEIBHBIX MPU3HAKOB

HeOJIaronpusiTHOTO UCX0/1a.
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BoiBOABI

1. MunnManbeHas pacrpoCTPaHEHHOCTh MEPBUYHBIX UMMYHOIC(HUIIMTOB B
CraBpononbckom kpae cocrtasisieT 3,1:100 000 nacenenusa. CooTHOIIEHHE
MAIMEHTOB MYXCKOT'O M JKEHCKOro moisia cocrasisier 1:2,03. B xoropre KHMBBIX
nanueHToB npeodnanaot aetu (74,7%). Meauana Bo3pacta OOJIBHBIX JOCTUTAET
10 ner. Camomy mutajiieMy manpeHTy 3 Mecsiia, caMoMy cTapiiemy — 74 roja.

2. B peructpe mnepBUYHBIX HUMMYHOAEPHUIHUTOB (CTaBpOMOIBCKOTO Kpas
BepuduipoBano 27 Hozosorudeckux dopm II1Jl. MonekynsipHO-TeHETHYECKUMA
IUarHo3 mnonareepxacH y 38,6% OonbHbix. Haubornee pacnpocTpaHeHHbBIMU
ABJIAIOTCS JePeKThl TyMopaibHOro 3BeHa (44,3%), BTOpOE€ MECTO 3aHMMAIOT
KOMOMHUPOBaHHbIE UMMYHHBIE HapyIIECHUS C CHHAPOMAJIBHBIMH IPOSIBICHUSIMU
(15,9%), Tpethe — nedextsl parouurtosa (10,2%).

3. [IpeobnagaromiuMu  KIMHUYECKUMH TIposiBiieHus MU niepBuuHbix UJIC
apistoTcss  uHpexuuu  (73,9%), peke BCTpeyaroTcs NPU3HAKKM HMMYHHOU
nucperynanun - (18,1%), onkonmoruueckue 3aboneBanust (4,5%), a Takxke
PELMIUBUPYIOIINE «XOJIOHbIe» 0TekH y nmaiueHToB ¢ HAO (8%).

4. 3anepxkka B nocraHoBke auarnosa [11]] cocrasnser 2,9 (0; 51) roma. ¥
JIeTe MepBUYHbIE UMMYHOE(MUIIUTHI TUAarHOCTUPYIOTCS ObicTpee (Meauana — 2,6
roja), 4eM y B3pocibixX (Meauana — 3,5 roma).

5. TpancmanTanus TEeMOMOAITHYECKUX KIIETOK ocymiectBieHa y 11,4%
OoonpHbIX. [IpemapaTsl BHYTPUBEHHBIX HMMYHOTJIOOYJIWHOB moiy4ator 21,5%
NAlMEHTOB, HEMPEPHIBHYIO MPOTUBOMHUKPOOHYIO Tepanuto — 17,7%, TapreTHbie
aHTULIUTOKUHOBLIE TIpenapathl — 8,9%. JletanbHocTh B Koropte OonbHbIX [IN]] B
peructpe CTaBpoOIOILCKOro Kpas jgocturaet 6,8%.

6. PerpocnextuBnoe omnpeaenenne TREC u KREC B cyxux nsitHax KpoBH
HEOHATAIPHOTO CKPUHUHTA TIO3BOJISICT HMACHTU(PUIIMPOBATH HO30JIOTHYECCKUE
cuHpombl oTaenbHbIX TN/ kak npuunHbl paHHen nerckoi cmeptHoctd. Y 11,6%
yMepIIUX JeTed omnpexaensercs 3HauutenbHoe cHuxkenue TREC w/mnmu TREC no
HEJIETEKTUPYEMBIX  3HAYEHMI, YTO TMOATBEPKIAETCA  KIMHUYECKUMH U

naToMop(doI0ru4ecKuMHu rpuzHakaMu BpoxieHHbx MJIC.
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/. PazBuTue AaKIUACHTAIbHON WHBOJIONMM THMYyCa HE CBS3aHO C
nokazarensimu TREC u KREC y noBopoxnaennbix. CHuxenune ypoBHs TREC
Ha0JII0JaeTCsl Y HEJOHOUIEHHBIX JETe CO CPOKAMHU TecTalluu MeHee 28 Helelb, a
Tak)Ke B TPYIIE MAMEHTOB C BPOXKICHHBIMH MOPOKaMH Cepila U MaruCTpalbHbIX
COCY/IOB, JKEITyJIOYHO-KUIIEYHOTO TPAKTa, MOYEK M MOYEBBIIEIUTENbHBIX IYyTEH,

6ose3nbio JlayHa.

IIpakTHYeckne peKoMeHIAIUA

1. Omnpeneneane TREC u KREC mMeTrogoM MyJbTHIIEKCHOTO aHalW3a Y
JIeTel ¢ HAaCTOPAKUBAIOIIMMU TpU3HAKaMU ABJISIETCS d(PGHEKTUBHBIM METOJIOM U
pekoMeHayeTcss aya  BbigBieHus nepBuuHblx MWJIC Ha paHHEUX 93Tamax
JTUArHOCTUYECKOTO TTOUCKA.

2. lTlokazarenu TREC u KREC wmoryr yuuThIBaThCsi B KauyecTBE
JOTIOJTHUTENIBHBIX MPU3HAKOB HEOJIArOMPUATHOTO UCX0a Y OOJIBHBIX C TSKEIBIMU
WHOEKIMIMA HEOHATATBLHOTO TIepruoaa (HCOHATaIbHBIM CENCHUC, MEHHHTUT,
ITHCBMOHHUS).

3. Omnpenenenne TREC u KREC y rnyOOKOHEIOHOIIEHHBIX IETeH U
MAIMEHTOB C BPOXKJICHHBIMHU TMOPOKAMH PA3BUTHUSI MOXKET OBITh PEKOMEH]IOBAHO
Opyu  ONpENENCHUH  TaKTHKA  3aMECTUTEIbHOM W NpOUIAKTUYECKON
AHTUMUKPOOHOW Tepamnuu.

4. VYyuteiBas runoauarHoctuky [IWJ] na tepputopun CTaBpoOmosibCKOTO
Kpas, IeJecoo0pa3HOo aKTUBH3UPOBaTh pabOTy ¢ BpadyaMH Pa3IdYHBIX
CHEIUaTbHOCTe W BHEApPEHHWE 00pa3oBaTENbHBIX IMPOTPaMM, CIOCOOCTBYIOIIUX
(bOpMHUPOBAHUIO HACTOPOKEHHOCTH B OTHOIICHUH TIEPBUYHBIX UMMYHOACHHUITUTOB
C TIeJbI0 YMEHBIICHUS BPEMEHH 3aJICPKKHM JIMarHo3a W MapUIpyTH3AIHH
MAllMeHTOB B  OTICJICHHS WMMYHOJIOTMUECKOro mpoduis  ¢eaeparbHbIX

YUPEKICHUMN.
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IlepcnekTHBBI JaJbHeHIIEH Pa3padOTKH TeMbI

Tepanust BpoKAEHHBIX IMMYHHBIX HapyIlIE€HUI TpeOyeT OT MPaKTUKYIOLIErO
Bpaya TIyOOKMX 3HaHUM, @ OT IOCYAAPCTBEHHOW CHCTEMBI 3/PaBOOXPAHEHUS —
OONBIIMX MaTEpHANIbHBIX 3aTpatr. JlanbHEWIINe UCCIeI0BaHNS U CUCTEMATH3aLUs
JaHHBIX O TAalMeHTax C [EePBUYHBIMU HUMMYHOACPUIUTAMU  SBIISIOTCS
HEOOXOUMBIMU 11 (POPMHUPOBAHMS PETMOHANIBHBIX U (DeepaIbHbIX MPOTpaMM MO
BHEJPECHUIO CKPUHUHTOBOM TUArHOCTHKU 3TUX TSDKENBIX 3a00JIEBaHUNA W HX
paHHEH Tepanuu C LEJbI0 YBEIMYEHHs] BBDKMBAEMOCTH M YIIYYIICHHS KAadecTBa

JKM3HH 3THX OOJIBHBIX.
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CIIMCOK COKPAII[EHUN

AJIA — ageH3uHae3aMIHA3a

AW — akuueHTaIbHAs] NHBOJIIOLMS

BJIJ1 — 6ponxoserounas Jucruia3us

BIXK — BakiuHa nmpoTtuB TyOepKyIie3a

BUY — Bupyc ummyHoiepuirTa yeaoBeka

BIII" — Bupyc npocToro repreca

BIIP — BpoXI€HHBIE TTOPOKHU PA3BUTHUS

BIIC — BpokA€HHBIEC IOPOKU CEPLIA

BYW — BHyTpuyTpOoOHBbIE MH(DEKITUN

['KC® — rpanynonutapHbiii KOJTOHUECTUMYIUPYIOMUMA GaKkTop
JABC — nucceMHMHMPOBAHHOE BHYTPUCOCYIUCTOE CBEPTHIBAHUE
JMXII — nedext Mexokeny1094KoBON IEPErOpOIKU

JAMIIII — nedext MexmpeacepIHOM MeperopoIKu

NJC — ummMyHOI€(DULIUTHBIE COCTOSIHUS

KWJI — koMOMHUPOBAHBI UMMYHOIE(PUITUT

MIKOKTI — mexoxeny1ouKkoBas eperopoaKa

MIIII — mexxnpeacepaHas neperopoaka

MCHUO — Mexnaynapoanbiii Coro3 UMMYHOJIOTUYECKHX 00IIIECTB
HADIINJl — HauuoHanpHas accouuanus SKCHEPTOB B 00JIACTH TMEPBUYHBIX
UMMYHOIe(PUITUTOB

HOK — HeKpOoTHYECKUI SHTEPOKOIUT HOBOPOKIECHHBIX

OBHH — o01ias BapuabenbHasi UMMYHHasi HEJOCTaTOYHOCTh
[TN]] mepBuYHBIE UMMYHOIS(DUITHTHI

PJIC — pecninpaTtopHBbIil AUCTPECC-CUHAPOM

PTIIX — peakuust «TpaHCIUIAaHTAT IPOTUB XO35IMHA)

CK — CraBponoiabsckuil kpai

TI'CK — TpaHCIUIaHTaUs TEMONOITUYECKUX CTBOJIOBBIX KIETOK
TKU]I — TspKenbiii KoMOMHUPOBAHHBIN UMMYHOIS(DUITAT

TKHUH — Tsxenas KOMOMHUPOBAHHASI HUMMYHHAsI HEIOCTATOYHOCTh
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XI'b — xpoHunueckast rpanyieMaro3Has 00J1e3Hb

[IMBMU — nuromeranoBupycHas WHOEKIIHS

[HHC — nenTpanbHas HEpBHAs cUCTEMa

OHMT - snekrponeiipomuorpadus

APECED - autoimmune polyendocrinopathy-candidiasis-ectodermal dystrophy —
ayTOMMMYHHAas MMOJUAHAOKPUHOINATHS KaHIU103-3KTOAepMalIbHAs JUCILIA3US
ATM - ataxia telangiectasia mutated — OeJOK, MyTaHTHBIH TIPH aTaAKCHH-
TEJICAHTUAKTa3UH

BTK — Bruton tyrosine kinase — BpyroHOBCKast THpO3MHKHHA3A

CD — xnacrep nuddepeHIIMpOBKH — eAMHAS CHCTeMa HOMEHKJIATYPhl aHTUTE€HHBIX
MapKepoB (MeMOpaHHBIX OEIKOB) KJIETOK UMMYHHOU CHCTEMBbI

CGD - chronic granulomatous disease — xpoHndeckas TpaHyJieMaTo3Hast 00JIe3Hb
CID —combined immunodeficiency — koMOMHHPOBAHHBIH HUMMYHOICHHUITUT

CVID - common variable immunodeficiency — oOmmii BapuaOeNbHBIH
UMMYHOIePUIUT

CYBB — cytochrome b-245, beta — riuroxpom b (-245), 6eta — MyTaHTHBIH O€JIOK,
OTBETCTBEHHBIN 3a pa3BUTHE XPOHUUYECKOMN I'PaHyJIeMAaTO3HON OOJIE3HU

EBV — Epstein-Barr virus — Bupyc Dmiretina-bapp

ESID — European Society for Immunodeficiencies — Espomeiickoe 00111ecTBO
UMMYHOI€(PUIIUTOB

HSCT — hematopoietic stem cell transplantation — TpaHcrutaHTaMs remMoInod-
TUYECKUX CTBOJIOBBIX KJIETOK

IDF — Immune Deficiency Foundation — HanuoHalbHas HEKOMMeEpUYECKas
OpraHu3alus MalueHToB ¢ IePBUIHBIMA UMMYHOAehuInTamu B CIITA

IgM, IgA, 19G, IgE — knaccer anTtuten

IL2RG — 6emok (ramma-1iens), Y4aCTBYIOIIUH B Mepeavye CHUTHAJIOB B KJIETKY OT
uHTepaeikunoB — L2, 4,7, 9, 15, 21

IL — unTEpIIelKH

IPIDR — lIranian Primary Immunodeficiency Registry — wupaHckuii peructp

NEPBUYHBIX UMMYHOIE(PUIIMTOB
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IUIS — International Union of Immunological Societies — mexxayHapoaHbIii cOr03
UMMYHOJIOTHYECKHX COOOIECTB

JAK3 — snyc-knnaza-3

KREC — karmma-aenennoHHbII JIEMEHT KOJIeI] peKOMOWHAIIAH

LASID — Latin American Society for Immunodeficiencies — naTmHOaMepHKaHCKOE
00111eCTBO UMMYHOAeUIIUTA

MENA — reorpaduueckuii peruoH, o0beauHAIOmuUN cTpanbl bimxaero Boctoka
MTHFD1 - methylenetetrahydrofolate Dehydrogenase 1 — wMeruieHTeTpa-
ruapodoinataeruaporenasa 1 — 0enok, MyTalus KOTOPOro MPUBOJUT K PA3BUTHIO
TSKEJIOr0 KOMOMHUPOBAHHOT'O UMMYHOIepUIIUTA

MY O5A reH — reH, OTBETCTBEHHBIH 3a pa3BUTHE CUHApoMa [ puctiemiu

NBS — newborn screening — HeoHaTa bHBIH CKPUHHHT

NBT - nitro-blue tetrazolium test — TecT BOCCTAaHOBJICHUS HHUTPOCHHETO
TETpa30JIUs

NGS — next generation sequencing — ceKkBeHUpOBaHHUE HOBOT'O TTOKOJICHUS

PID — primary immunodeficiency disease — nepBu4HbII UMMYHOASHUITUT

RAG 1,2 — recombination activating gene 1,2 — reHbl, aKTUBUPYIOLIUC
PEKOMOUMHAIMIO TEHOB UMMYHOTJIO0YJIMHOB U T-KJIETOYHBIX PEIENTOPOB

SCID - severe combined immunodeficiency — TskEnblii KOMOMHMPOBAHHBIN
UMMYHOIC(HHUITIT)

SDIgA — Selective deficiency IgA — cenexkTUBHBIN 1eDUIUT UMMYHOTIO0YIMHA A
TCR — T-cell receptor — T-kieTo4YHBIH peLENTOP

TREC — T-cell receptor excision circle — sxcru3noHHbIE KOJIbIIA peapaHKUPOBKU
reHoB T-kiIeToyHoro penenropa

USIDNET — United States Immunodeficiency Network — peructp mepBUYHBIX
ummyHoaeduitos B CLIIA

WAS — Wiskott-Aldrich syndrome — Buckorra-Ongpuda cHHAPOM

XLA — X-linked agammaglobulinemia — X-ciieriennas-araMMario0y ImHEMHUST

ZAP70 — accormuupoBaHHas ¢ I3eTa-IIeNbio poTenHKuHa3a 70
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