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OBLIAS XAPAKTEPUCTHUKA PABOTBI

AKTyanbHOCTh TeMbl HcciaenoBanms. Ilepsuunsie nmmynoaedunutsl (IINM) npen-
CTaBJISIFOT CO0O0¥ TPyIITy HACIEICTBEHHBIX 3a00JICBaHM, BBI3BAHHBIX MOHOTCHHBIMU UMMYHHBI-
MU AedeKkTaMu, IpeapacioiaraloliiMi K pa3BUTHIO Y TIAIIMEHTOB CEPhE3HBIX MH(EKIIHIA, a TaK-
e HEMH(EKIMOHHBIX MPOIIECCOB, CBS3aHHBIX C HAPYIICHHEM MMMYHHOH PEryisiliud — JIUM-
donponudeparnBubix u ayroummyHubix (Picard C. et al., 2018, Mahlaoui N. et al., 2017, Mod-
ell V., 2018). Benymue crienuanuctsl B 0071aCTH MEPBUYHBIX KMMYHOAC()HUIIUTOB CUUTAIOT, YTO
9TH 3a00JIeBaHMsI YacTO OCTAIOTCS HEPACIIO3HAHHBIMH, OTCPOYCHHAs JMATHOCTUKA U JICUYCHHE
pacripoctpanensl Bo Bcem mupe (Sullivan K.E. et al., 2014, Modell V., 2018, Illepbuna A.1O.,
2016, Kopcynckuii U.A., ITpoaeyc A.IL. u ap., 2019). B cBsi3u ¢ HU3KOIl HACTOPOIKECHHOCTHIO T10
OTHONICHHUIO K BPOXKJIEHHBIM UMMYHOAedunuram B Poccun oTMEYarOTCsl HEONPaBIAHHO BBICO-
KHe UHBanuAu3aus u cMeptHocTh OonbHbIX [TU]] (Myxuna A.A. u ap., 2019, Kyzsmenko H.b.,
2017, Ty3ankuna U.A. u ap., 2018), B To BpeMsi Kak CBOEBPEMEHHAsl IMATHOCTUKA M PAHHSAS Te-
panusi TPeJOTBPAIIAIOT PA3BUTHE TSOKEIBIX U HEOOPATUMBIX W3MEHEHWH, MMO3BOJISIIOT CYIIIe-
CTBEHHO YJIYYIIUTh KAYECTBO KU3HU U MTPOTHO3 MAIIMEHTOB, H3MEHUTH oTHOomeHue K [T1]] kak k
0e3HaIC)KHBIM U HenslieunMbiM 3a0oseBanusaM (Pai S.Y. et al, 2014, van der Spek. J. et al., 2014,
Kwan A., Puck J.M., 2015).

PacripocTpaHeHHOCTh MEPBUYHBIX WMMYHOAC(UIIMTOB SIBISETCS OAHHM U3 KIIFOUEBBIX
SMUJIEMHUOJIOTHYECKUX TIOKa3aTeliel, MOCKOJIbKY MO3BOJISICT MPOTHO3MPOBATH YaCTOTY WX BO3-
HUKHOBEHUS U (pOPMHUPOBATH ONTUMAIILHYIO MOJIUTUKY OOIIECTBEHHOTO 3JJPaBOOXPAHCHHS B OT-
HOIIIEHUU MX JICUEHUS U MPOPUIAKTHUKU HA PETHOHATHHOM, HAIIMOHATHHOM U MEXKIyHAPOTHOM
yposasix (Mahlaoui N. et al., 2017, Seidel M.G. et al., 2019, Myxuna A.A. u ap., 2019).

Upe3BbIYaifHO BaKHBIM Ha COBPEMEHHOM JTaIle SBJISICTCS UCIIOJIb30BaHNE CKPHUHUHTOBBIX
MapKepoB, Mo3BoJjstonux Bepuduuuponars [TM]] Ha TOKIMHUYECKOM W dTamax paHHEro Jua-
raoctryeckoro noucka (Kwan A., Puck J.M., 2015, Kopcynckuit N.A., TIpogeyc A.Il. u ap.,
2019, I'opaykoBa M.A. u np., 2015). B Teuenune nocieqHero AeCATUIETHS B IPAKTHKY 3/1paBO-
OXpaHCHHSI MHOTHX CTpPaH aKTHBHO BHEAPSETCS OIpeJeiicHHEe YHUBEPCATBHBIX MapkepoB T-
kietounbix ummynoaepurnuros — TREC (T-cell receptor excision circle) u B-kieTounbix —
KREC (kappa-deleting recombination excision circle) mis ckpununra [TU]] (Ty3ankuna N.A. u
ap., 2018, Blom Maartje et al., 2018, Kwan A., Puck J.M., 2015, Barbaro M et al., 2017,
Mauracher A.A. et al., 2017). Jloka3ana ¢ dextuBHOCTh aHanm3a TREC mis Bepudukaiuu Ts-
xKenoro komOuHMpoBaHHOTO UMMyHOoAedumuta (Kwan A., Puck J.M., 2015, Mauracher A.A. et
al., 2017, Ding Y. et al., 2016), koMOMHUPOBAaHHBIX UMMYHHBIX HApYIICHUH 0€3 UACHTU(DUIIH-
pyemoii monexymsapuoit npuunnsl (Vogel B.H. et al., 2014, Kwan A., Puck J.M., 2015), cun-
npomanbHbix MJIC (Kwan A., Puck J.M., 2015, Borte S. et al., 2014, Dar N. et al., 2015). Ycra-

3


https://www.ncbi.nlm.nih.gov/pubmed/?term=Seidel%20MG%5BAuthor%5D&cauthor=true&cauthor_uid=30776527
https://www.mdpi.com/search?authors=Maartje%20Blom&orcid=

HoBjeHa Y dextuBHOCTh onpeaencanss KREC niist muarHoCTHKY BPOXKIACHHBIX araMMaryiooyin-
nemuii (Barbaro M. et al., 2017, King J.R. et al., 2018). B psine uccnenoBaHuii mokazaHa 3KOHO-
MHYECKas Iesiecoo0pa3HocTh HeoHaTanbHoro ckpununra [TUJ1 (Modell V et al., 2014, Gaspar
H.B. et al., 2014, Kopcyuckuii 1. A. u ap., 2018).

Hecmotps Ha oueBUIHYIO 3HAYMMOCTH MIPOOJIEMBI, B OOJIBIIMHCTBE pernoHoB Poccun oT-
CYTCTBYIOT MacmTaOHbIe uccienoBanus no snuaemuonoruu [11MJ]. He BHenpeno omnpexnenenue
TREC u KREC B HeoHaTanbHbII CKPUHUHT U PYTHHHYIO IPAKTUKY Bpayeil-liequaTpoB U UMMY-
HOJIOTOB-ajlieprojioroB Poccuiickoit denepanuu.

Crenenb pa3paloTaHHOCTH TeMbl HccileoBaHusl. Ha OCHOBaHMM HAallMOHANBHBIX WU
KOHTHHEHTAJIbHBIX PETUCTPOB MpenojaraeMas MUHUMallbHas pacipoctpaneHHocTs [TU]] Bapb-
upyet ot 1,5 no 18,8 na 100 000 >xurenei, 4To BO MHOTOM OMNpPEACIACTCS YPOBHEM Pa3BUTHUS
MEUIIMHBI U COMATbHO-9KOHOMHYECKUMH Bo3MokHOCTsIME rocyaapersa (Kindle G., Gathmann
B., Grimbacher B., 2014, Mahlaoui N. et al., 2017). B Poccuiickoit ®enepariu mokas3areiu cy-
IECTBEHHO HIKeE 1 cocTaBiisitoT 1,35 Ha 100 000 Hacenenust (Myxuna A.A. u np., 2019).

OTHUYeCcKUEe U reorpauyecKkue pasivyuus MOTYT CYLIECTBEHHO BIMATH HAa 4YacTOTy U
ctpyktypy [TN]l, mosTOMy pernoHalbHbIE SMHIEMUOIOTUYECKUE TAHHBIEC MPEACTABISAIOT 3HAUH-
tenbHbI nHTEpec (Babaie D. et al., 2017, Guani-Guerra E. et al., 2013, Ramirez-Vargas N. et
al., 2014). Hacrosiiee rccie0BaHKe SIBIISETCS TIEPBOM pabOTO, IOCBSIIICHHOM AU AEMHUOIOTUH
I[N/ B CraBpomnosibckoMm kpae. [lomoOHbIe HccnenoBaHusi OTCYTCTBYIOT Takke B CeBepo-
KaBkazckoMm u FOxuHoMm enepanbubix okpyrax Poccuiickoit denepanuu.

3anepxkka B nuarHoctuke u nedenun [1M]] ocraercs oueBuaHON MpobIeMoii HE TOJIBKO
JUTS. pa3BUBAIOIIMXCS, HO ¥ JUIs pa3BUTHIX cTpaH mupa (Babaie D. et al., 2017, Guani-Guerra E.
et al., 2013, Ramirez-Vargas N. et al., 2014). TTo ganusiM poccuiickoro peructpa [11/1, coznan-
Horo B 2017 r. mox srunont HADIIN/I, mennana orcpouku nuartosa B Poccum cocrasuser 27
mecsueB (Myxuna A.A. u np., 2019). B CraBpononsckoMm Kpae mokasaTeiad pacipoCTpaHEeHHO-
ctu [IN]] u nuarHocTHYecKOM 3a7ep>KKU HE OMPEETICHBI, YTO 3aTPyIHAET (OPMHUPOBAHUE T10-
TUTUKH MUHHCTEPCTBA 37PaBOOXPAHEHHS Kpasi B OTHOIIIEHUH YTOM KaTErOpuu OOIHHBIX.

[lenecooOpa3HOCTh OMpeeNeHns dKCIIM3UOHHBIX KOJell peapaHKupoBku reHoB T- u B-
KJIETOYHBIX PEHENTOPOB I HEOHATATBHOTO CKPHUHHHTA MEPBUYHBIX UMMYHOACPHUIIUTOB MPH-
3HaHa BO Bcem mupe (Blom Maartje et al., 2018, Kwan A., Puck J.M., 2015, Mauracher A.A. et
al., 2017, Barbaro M. et al., 2017). B otaensubix pernonax Poccuiickoit deneparin (MocCKoB-
ckas u Cep/utoBcKkas 00JacTH) MPOBOJMWINCH MAacCOBBbIE MCCIIEIOBAHHUS, CBUIETEIbCTBYIOIINE
00 s¢¢pextuBHocTH onpenenenuss TREC u KREC nis HeoHaTanbHOrO CKpUHHMHTA M PETPOCTIEK-
tuBHOTO BhIsBIeHUs [1M1]] kak npuumHsl pannei nerckoit cmeptHocty (Kopcynckuit U.A. u np.,

2017, Kopcyuckuit U.A., depsouna C.C. u ap., 2017, Korsunskiy I. et al., 2019, ITpoxeyc A.IL.
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u ap., 2019). Oxuako onpeaenenne TREC u KREC B pyruHHOMN MpakTHKE MEIAATPOB U HMMY-
HOJIOTOB-aJIJIEPTOJIOTOB BHEJIPEHO JAJIEKO HE BO BCEX pernoHax Pd.

Henap mccnenoBaHusi: XapakTEPUCTHKA SMUIEMHOJIOTHYECKON KapTHHBI BPOXKIACHHBIX
MMMYHHBIX HapyILIeHHH HAa OCHOBAaHMM PETPOCIIEKTUBHOI'O HUCCIIEIOBAHUS NIEPBUYHBIX HUMMYHO-
nedunutoB B CTaBpOMOJIBLCKOM Kpae 3a aecatmiieTHuit nepuona (2009-2019 rr).

3agauu ucciae10BaHus

1. V3yunth pacnpoCTpaHEHHOCTb, BO3PACTHBIE M T'€HAEPHBIE OCOOCHHOCTH, CTPYKTYPY
HO30JIOTMYeCKHX (DOPM M YacTOTy MOJIEKYISIPHO-T€HETHYECKOTO MOATBEP)KICHHUS TUarHosa B
perucTpe nepBUYHbIX UMMYHO1e(UIUTOB CTaBPOMOIbCKOIO Kpas.

2. OnpenenuTs CPOKU JUATHOCTHUECKOU 3a/1ep’KKU y OOJIbHBIX C BPOXKJCHHBIMU UMMYH-
HBIMU HapylleHUsIMU Ha npuMmepe CTaBpoOIIoJIbCKOIO Kpasi.

3. YCTaHOBUTH 4acTOTy pa3BUTHS WH(MEKIHA, OHKOJIOTHYECKUX 3a00JIEBaHUH, a TaKKe
KIIMHUYECKUX NPOSBICHUN UMMYHHOM JUCPETryJsLUU y NAUMEHTOB C NEPBUYHBIMU UMMYHOJIE-
¢unuramu B peructpe CTaBpOINoIbCKOTO Kpasi.

4. OueHuTs 00beM MMMYHOPEKOHCTPYKTUBHOM, T€HHOMH)KEHEPHOMN, 3aMECTUTEIIBHON U
npOopMIAKTHIECKON aHTUMUKPOOHOW Teparnuu y OOJIBHBIX ¢ BPOXKICHHBIMH UMMYHHBIMU Hapy-
nieHusAMH B CTaBpOIOJIBCKOM Kpae.

5. IlpoBecTH peTpOCHEKTUBHBIN CPAaBHUTENBHBIM aHAIN3 3KCLU3UOHHBIX KOJIEll peapaH-
XKHUPOBKU TeHOB T-kierouHoro perenrtopa (TREC) m pekoMOMHAanmMOHHBIX KOJIEI| Karma-
nenerronHoro s1emMenTa (KREC) B cyxux msTHaX KpOBH y yMEpIINX JAETEH B 3aBUCHMOCTH OT
MOp$OJIOTHH TUMYCA, CTETIEHU TOHOIIEHHOCTH, HAIMYMS BPOXKIEHHBIX TIOPOKOB PA3BUTHS.

6. OneHuTh 3¢HEKTUBHOCTD ONpPEIEICHUS SKCIU3UOHHBIX KOJIEL] PeapaHKUPOBKU I'€HOB
T- 1 B-KJI€TOYHBIX PELENnTOpPOB IJi TUArHOCTUKU BPOKICHHBIX UMMYHHBIX HapyLIEHUH B py-
TUHHOM MpaKTUKE Bpaya ajjieprojora-uMMyHOJIOra.

Hayuynas HoBH3HA uccjef0oBaHus. BriepBrle MPOBENEHO MHUIEMUOJIIOTHYECKOE HCCIIE-
JIOBaHHWE BPOXKICHHBIX UMMYHHBIX HapymeHuil B CTaBpOIIOJIBCKOM Kpae. Y CTaHOBJIEHA MUHMU-
MaJlbHasl PACIpPOCTPAaHEHHOCTh MEPBUYHBIX HMMYHOAepuuuTOB, coctaBuBmas 3,1:100 000
HacelleHusl. BriepBble n3y4eHbl BO3PACTHBIE U I€HAEpHbIE OCOOEHHOCTH B KOTOPTE JKUBBIX Ia-
nMeHToB, crpagatonux [1IN]l, BeisiBneno npeoOnamganue aereit (74,7%) m aull MyKCKOTO TOJa
(1:2,03).

BriepBbie u3yuena crpykrypa Ho3zoioruueckux (opm I[MHUJL B peructpe CK. Ilokazano,
4yTO0 HanboJee paclpoOCTPAaHEHHBIMU SBISIOTCS JIeeKThl TyMopaibHOro 3BeHa (44,3%), BTopoe
MECTO 3aHUMAIOT KOMOMHUPOBAHHbIE UMMYHHbIE HAPYIIEHUS C CUHAPOMAIbHBIMHU MPOSBIICHU -

mu (15,9%), Tpetbe — nedexrsl arouurtosa (10,2%). [Tokazano, 4T0 B KOropTe NEPBUYHBIX UM-



MyHotepuruToB CTaBpOIOIHCKOTO Kpast umeercs 27 Hozonorudeckux dhopm TN, monexynsp-
HO-T€HETHUYECKUI TUarHo3 nmoaATBepkiaeH y 38,6% O0nIbHbIX.

Brnepsble ompeneneHbl CpOKHM 3aJepKKM B IocTraHoBKe auarHosa IIMJ[ y manmeHtoB
CTaBpoIonbCKOro Kpas, aocturaroniue 2,9 roga. BriepBeie n3ydeH xapakTep KOMOPOMIHOM Ta-
Tosioruu y nanuenTos B peructpe CK, BoisiBieHo npeobnaganue unpekuuii (73,9%). [Ipusnaku
MMMYHHOH JHCperyssiuuu coctaBuiau 18,1%, penuauBupyronme «XonoaHbie» oTeku — 8%, oH-
Kosorudeckue 3adoneBanust — 4,5%. BriepBeie mpoBeieHa OlleHKa 00beMa HMMYHOPEKOHCTPYK-
TUBHOW, TEHHOMH)XCHEPHOM, 3aMECTUTEIIBHON U MPOPUIAKTUIECKONH aHTUMUKPOOHOM Teparuu y
nanueHToB B peructpe CK, ycTaHOBIEHO KOJIMYECTBO CIy4YaeB C JIETAIBHBIM UCX0a0M — 6,8%.

BrniepBbie poBeIEHO PETPOCIIEKTUBHOE OINPEAEICHUE KOJNUECTBA KCIIU3UOHHBIX KOJIEIL
peapaHKUpOBKHU reHOB T- 1 B-KJIETOUHBIX pelenTopoB B CyXUX MATHAX KPOBH B KOrOpPTE yMep-
mmmx aereit ¢ daranpapiMu uHekusaMu B CK. Yeranosneno, uto B 69,5% ciydaeB onpezens-
etcs cumxenne nokazarteneid TREC w/unu KREC B cyxux msTHaX KpoBH HEOHATAIbHOTO CKPH-
HuHra. Y 11,6% ymepmmx aereii umeer mecto 3HauutenbHoe cHbkenne TREC w/mmu KREC no
HEJICTCKTHPYEMBIX 3HAUYCHUH, YTO TOATBEPIKAACTCS KIMHUICCKUMH M ITATOMOP(OIOTHICCKUMU
npusHakamu BpoxaeHHbix MJIC. [TokazaHno, 4To pa3BUTHE aKIUIECHTAILHON WHBOIIOIUH TUMY-
ca He cBsizaHo ¢ nokazatenssmMu TREC u KREC y HoBopoxkeHHbIX. BBISBICHO, 4TO CHUXKEHUE
ypoBHsi TREC Habnrogaercs y HEIOHOMIEHHBIX JETEH CO CPOKAMU T'ecTallui MeHee 28 Helelb, a
TaK)Ke B IPYIIE MAlIMEHTOB C BPOXKJICHHBIMHU MTOPOKAMH CEp/Illa M MaruCTpaJbHbBIX COCY/IOB, JKe-
JyJJOYHO-KHUIIIEYHOTO TPAKTAa, MOYEK U MOYEBBLACTUTENbHBIX MTyTel, 60e3Hbi0 JlayHa.

Teopernyeckasi 1 NpakTHYeCKasi 3HAYUMOCTb HccJae10Banus. B nponecce BoinoiHe-
HUS TUCCEPTAIMOHHOTO MCCIIEIOBAHMS OBLI CO3/IaH PETHCTP MEPBUYHBIX UMMYHOJE(MUIINTOB B
CrapornonsckoM kpae. OnpeneneHue dMuIeMU0IOTHIECKON KapTUHBI BPOXKIEHHBIX UMMYHHBIX
HapyIIeHW UMEeeT 3HaUCeHUE JUIsl (OPMUPOBAHUS MPEACTABICHUI O PacIpOCTPAaHEHHOCTH ITHX
penkux 3aboneBanuii B CTaBpOMOILCKOM Kpae, UX BO3PACTHOM M TeHAEPHOU XapaKTepUCTHKE,
cTpykType Hozonoruueckux Gopm I[IM]J], BOZMOXKHOCTSX MOJEKYISIPHO-TEHETHUECKOTO MO/-
TBEPKIACHUS JUArHo3a.

[Tony4yeHnHble B MCCIEIOBAHUM JTAHHBIE CBHUIETEIBCTBYIOT O THIOJAMArHOCTUKE TEPBHUY-
Hbix UJIC B CK u cymiecTBeHHONW OTCpPOUYKE B MOCTAHOBKE JMArHo3a, JocTuraromei 2,9 rona,
YTO SIBJISIETCA TEOpPETHUYECKO 0a30il g co3nanusi 00pa30BaTeIbHBIX MPOrPaMM, CIIOCOOCTBY-
01X (POPMHUPOBAHUIO HACTOPOKEHHOCTH B OTHOIICHUU TMEPBUYHBIX UMMYHOIS(UIIUTOB C Iie-
JBI0 UX paHHEN JMAarHOCTHKU M MapUIPyTU3ALMH MALUEHTOB B OTACICHUS UMMYHOJIOTHYECKOTO
npoduns dpeaepanbHbIX yUPEKICHUIH.

[IpencraBnenHsie B paboTe JaHHBIE CBUIETEIBCTBYIOT O HEJIOCTATOYHOM OOBeMe 3amMe-

CTUTEIBHOMN TCpaIliui BHYTPUBCHHLIMU I/IMMyHOI‘J'IO6YJ'II/IHaMI/I Yy NanuCHTOB B PETrUCTPC CK
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(73,9% oT KONMYeCTBa HYKAAIOIIUXCS) U MOTYT HCIIOJIB30BAThCS IS IJIAHUPOBAHUS JIEICOHBIX
MeponpusTiii MunnctepcTBoM 31paBooxpanenuss CK B oTHoIIeHHU 3TO# Kateropuu OOJBHBIX.
Pe3ynbTarhl NMpOBENEHHOTO MCCIEN0BAaHUS CBUIETEIBCTBYIOT O TOM, YTO PETPOCIEKTHUBHOE
onpenenenne TREC u KREC B cyxux msTHax HEOHATaJIBHOTO CKPUHUHTA IMO3BOJISET WUICHTH-
(GbUIUpOBaTH HO30JIOTMYECKHE CHUHIPOMBI OTAenbHBIX [IM]l kKak mpuuYuMHBI paHHEW JETCKOU
CMEPTHOCTH.

BrisiBneHHBIE B X0J1€ MCCIIEOBaHMS MPEIBAPUTEIbHBIE JaHHBIE OTKPBIBAIOT JIONOJIHU-
TeIbHbIE BO3MOXKHOCTH T ucnoiab3oBanus TREC u KREC B xauectBe dakTopoB Hebmaromnpu-
ATHOTO UCX0J1a Y OOJBHBIX C TSHKENbIMU MH(GEKIHUIMUA HEOHATAIBHOTO Meproja (HeoHaTa IbHbIN
CEICUC, MEHUHTUT, ITHEBMOHUS), @ TaK)K€ IPU HA3HAUYCHUM 3aMECTUTEIIbHON Tepanuu BHYTPHU-
BEHHBIMH UMMYHOTJIOOYJIMHAMH Y HEJJOHOIICHHBIX JIETEH ¥ MalMEHTOB C BPOXKICHHBIMU TIOPO-
Kamu pazButus. [IpeacraBneHHbie B paboTe CBEICHUS MO3BOJSIOT PEKOMEHIOBATh OMpeesieHue
TREC u KREC y gereli ¢ HacTOpa)KMBalOIMMU pU3HAKaMU B KadecTBe 3(PPEKTUBHOTO U He-
JIOpOroro Meroja Jjs BbisiBieHUs nepBuuHbIX MJIC Ha paHHMX 3Tanax JMarHOCTHYECKOIO I0-
ucka. Pe3ynbTarsl quccepTaiinoOHHOM pabOThl CBUAECTENBCTBYIOT O HEOOXOIUMOCTH JAIbHEHIIINX
MCCJICTOBAHHM 10 U3YYCHHUIO BPOXKJIEHHBIX UMMYHHBIX HapyiieHuit B CK u MoryT sBAsTHCS TEO-
PETHUYECKON MPEaNOChUIKON JIsi (POPMUPOBAHUSI PETHOHATBHBIX U (eiepalbHBIX MPOTrpamMM MO
BHEJIPEHUIO CKPUHUHTOBOM JTUArHOCTUKHU ATUX TSDKENBIX 3a00JIeBaHUM M MX paHHEW Tepamuu C
LEJIbI0 YBEIMYEHHUS BBDKUBAEMOCTH U YJIYULIEHHUS] KAUECTBA KU3HU ITUX OOJIbHBIX.

Metoaos0rus 1 MeTObI HccaeA0BaHuA. /[uccepTalinoOHHOE UCCIEIOBAHNUE BBITIOTHEHO
B JlM3aifHE PETPOCHEKTHMBHOIO KOTOPTHOTO MPOJOJIBHOIO OOCEpPBAllMOHHOIO HCCIIECAOBAHUS U
o030pa cimydaeB ¢ NMPUMEHEHHEM KIWHUYECKHX, MHCTPYMEHTaJIbHBIX, MUKPOOHOJIOTHYECKHUX,
UMMYHO(EPMEHTHBIX, MOJIEKYJIIPHO-TEHETUUECKUX U CTATUCTUYECKUX METOJIOB.

OOBeKT UCCleI0BaHUs — MAIMEHTHI C BPOXKJACHHBIMH UMMYHHBIMU HApyIICHUSIMHU, 3ape-
TUCTPUPOBAHHBIE B peecTpe MEPBUYHBIX UMMYHOJehunuTOB B CTaBpONOILCKOM Kpae M Haxo-
JTUBIINECS HA TMCIIAHCEPHOM y4YeTe Yy alljIeprojora-iMMYHOJIOTa B KOHCYJIbTAaTUBHOMN MOJTHKITH-
HUKe KpaeBol nerckoil knnHudeckoi 60mapHUIBI (ITBY3 CK «KJIKb»), kpaeBoM KIMHHYECKOM
KOHCYJIbTaTUBHO-IUarHoctTuaeckom nenrpe (AHMO «CKKK/IL»), ropoackoi neTckoi KIMHH-
yeckoi 6onpaHIE UM. [.K. @ununnckoro» (I'bY3 CK «I'JIKb»); HOBOpOXXKIeHHBIE I€TH C TO3]1-
HUM HEOHATaJIbHBIM CETNICHCOM, POKJE€HHbIE B CTaBpOINOIbCKOM KPAaeBOM KIMHUYECKOM MEpH-
HatanbHOM HeHTpe Nel (I'BY3 CK «CKKIILL Nel), a takxke ymepiine aeTu ¢ paranbHbIMUA WH-
dexmusamu, nonyyasiue jgeyenne B [ bY3 CK «KIKby, kpaeBoii KIMHUYECKOH HH(PEKIIMOHHOM
6onpauiie (I'bY3 CK «KCKHUBy).

[IpenMer uccnenoBaHus: AMUAEMUOJIOIMYECKHE MOKA3aTeNN y MalMeHTOB C BPOXKICH-

HbIMU HWMMYHHBIMHU HApYHICHUAMHA (I/IHI_ICH,I[CHTHOCTL, T CH,Z[CpHO-BO3paCTHOI7I CcoCTaB, 3THHYC-
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CKasi MPUHAJICKHOCTh, CTPYKTYpa HO30JIOTHYECKUX (PopM, 00beM Teparuu, CMEPTHOCTH); IKC-
LM3UOHHBIE KOJIbLIA peapaHKUPOBKU TeHOB T- U B-KJIETOYHBIX PEIEenTOPOB B CYXHX MATHAX
KPOBHM HEOHATAJILHOTO CKPHHHMHTA Y YMEPIIHUX AeTed ¢ GaranbHbIMH UH(DEKIUIAMU U Yy JIeTeH C
HACTOpa)KUBAIOIIKUMU NTpu3HakaMu nepBuyHbIX MJ[C Ha 3Tane q1uarHoCTUYECKOro MOUCKa.

JluzaifH uccienoBanusi 0J00peH JOKaIbHBIM 3THYeCKUM KomuTeToM ®I'BOY BO Crl'-
MY Munsapasa Poccun (mporokoa Ne 61 or 18.01.2017.). KnMHHUKO-MHCTPYMEHTAJILHOE U Jia-
OoparopHoe wuccienoBanus jaerei BoimonHsuiMch Ha 0Oaze ['bY3 CK «KJIKb», AHMO
«CKKK/I», I'bY3 CK «I'IKb» (Crapomnons), PI'BY «HMUILL JII'OU um. Imutpus Porade-
Ba» Munsapasa Poccun, PIKb ®I'b60Y BO PHUMY um. H.U. [TuporoBa Munszapasa Poccun,
OI'BY «I'HL «MucTuTyT nMMyHOI0rMM» @MBA Poccun (MockBa). MynbTUIUIEKCHBIN aHATIU3
TREC u KREC Brmonssics Ha 6aze KIMHUKO-AuarHocTrueckoir nmadopatopun I'bY3 «AI'Kb
Ne9 um. I'.H. Cnepanckoro [I3M» (Bpau ['opaykoBa M.A.) u B i1abopaTopuu MOJEKYISIPHOU
ouonorun ®I'bY «HMUILL AI'OU um. Imutpus PoraueBa» Munsapasa Poccuu (3aB. oTaeneHu-
eM, k.M.H. Paiikuna E.B.).

Ilos0:xeHus AUccepTallii, BBIHOCUMbBIC HA 3aIIUTY

1. MunuManbHas pacnpoCTPaHEHHOCTh NMEPBHMYHBIX UMMYHOAe(HUIUTOB B CTaBpONOb-
ckoM kpae coctasinset 3,1:100 000 nacenenus. B peructpe nepsuunbix ummyHoaedunntro CK
npeobnagaroT aedexTsl rymopaibHoro 3BeHa (44,3%), BTOpoe MECTO 3aHMMAlT KOMOWHHUPO-
BaHHBIC IMMYHHbIE HapYIICHUS C CHHAPOMAIbHBIMH MposiBIeHUAMH (15,9%), TpeTbe — nedeKTh
¢arouurosa (10,2%).

2. Undexuuonnsle 3a0oneBanus passuBarotes y 73,9% nanmento ¢ ITAJI, cumnTomsl
UMMYHHOU mucperynsiuu — y 18,1%, onkonoruueckue 3abosnesanus — y 4,5%; HaclelCTBEH-
HBI aHTMoOoTeK auarHocrtupyercs y 8%. 3aaepxka B nocraHoBke auarHosa [IM]] cocrasiser
2,9 (0; 51) rona.

3.V 11,6% ymepumx neteil ¢ haTalbHBIMU HHPEKIUAMHE TIPH PETPOCTIEKTUBHOM HCCIIe-
JIOBaHUM OMPEEINIAIOTCS MOJIEKYISIPHO-TeHEeTH4ecKre npu3Haku BpoxaeHHbXx WJIC, yto moa-

TBCPIKAACTCA KIIMHUYCCKUMU U HaTOMopq)OJ'IOFI/I‘leCKI/IMI/I JaHHBIMH.

4. Onpenenerne TREC m KREC MeTomoM MyNbTHIUIEKCHOTO aHaiW3a y JeTeil ¢
HACTOPAXXMBAIOIMMH MPU3HAKAMU TEPBUYHBIX UMMYHOJEHUIUTOB sBIsAETCS 3PPEKTUBHBIM
METOJIOM U PEKOMEHyeTcs /Uil BhisiBIeHHs nepBUYHbIX MJIC Ha paHHUX 3Tanmax JTuarHoCTHYe-
CKOTO TIOMCKA.

CreneHb 10CTOBEPHOCTH. /[0CTOBEPHOCTH PE3YNIHTATOB AUCCEPTAIIMOHHOIO HUCCIIEA0BA-
HUS1 000CHOBaHA MPUMEHEHUEM MPUHIIUIIOB, TEXHOJIOTHI U METOJIOB JI0KA3aTeIbHON MEIUIIUHBL,

JOCTAaTOYHBIM 00BeEMOM U PENPE3ICHTAaTUBHOCTEIO BI)I60pKI/I ManMCEHTOB, MCIOJB30BAHUCM PpEC-



[JIaMEHTUPOBAHHBIX KIMHUYECKHX, JJa0OPATOPHBIX, MOJIEKYISIPHO-TEHETUYECKUX U aJI€KBATHBIX
METOJIOB CTAaTHCTUYECKOW OOpaOOTKU TMONYyYEHHBIX JAHHBIX. BBIBOJBI M MPAKTHUUYECKUE PEKO-
MEHJIAIIMH XOPOIIO apryMEHTHPOBAHbI, CPOPMYIHPOBAHBI KOPPEKTHO U JIOTUYECKU BBITEKAIOT
U3 pe3yJbTaTOB JUCCEPTALIMOHHOTO UCCIIETOBAHMS.

IIpakTnyeckoe HMCHO/JIb30BaHHE Pe3YJabTATOB Hcciael0BaHusl. Pe3ynbTarbl paboThI
BHEJIPEHBI B MPAKTHUKY JieueOHOoU padoTel otaeneHuii [ bY3 CK «KpaeBas aerckas KiIMHUYECKas
oonpaUIAY, ['BY3 CK «loponckast nerckas kimHu4Yeckas OonpHHa uM. [.K. ®Oumunmckoroy»
(CraBporons). Pe3ynbraThl TUCCEPTAIIMOHHOTO MCCICIOBAaHMS BKIIOYCHBI B JICKIIMOHHBIN KypC
00pa3oBaTeNbHOI MPOrpaMMbl MOJATOTOBKY KaJpOB IIMKJIOB MOBBIIICHUS KBATU(PUKALUU U MIPO-
deccroHanbHONW MEPENOArOTOBKH MO CHEIHUAIBHOCTIM «AJuieproyorus-ummynonorus» JI1O
®I'bOY BO «CtaBponoiabCKui rocy1apCTBEHHbIA MEAUIUHCKUN YHUBEPCUTET». Pe3ysbTaThl
HACTOSIIEr0 MCCIICAOBAaHUS MCIOJIB3YIOTCS B y4eOHOM Tporecce Ha Kadeape MMMYHOJIOTHU C
kypcom /1O, B NEKIIMOHHBIX Kypcax M Ha MPAKTHYECKUX 3aHATHUAX CO CTYACHTAMH MeaUaTpH-
YeCKOro U jieueOHOro (haKyabTeTOB.

[Myoaukanuu u anpodaunusi padorsl. [lo MmaTepuanam guccepranuu omnyoaukoBaHo 12
paboT, 5 U3 HUX OMyOJIMKOBAHKI B )KypHalaX, BXoAsamux B nepeueHb BAK Munucrepcrsa o6pa-
30BaHus U Hayku Poccuiickont @enepanuu.

CtpykTypa u 00beM auccepraumu. Jluccepranus uznoxeHa Ha 154 cTpaHuiax KoM-
IBIOTEPHOIO TEKCTA, COCTOUT U3 BBEJACHUS, 0030pa JINTEPATYPbI, MATEPUAIOB U METOJIOB HCCIIE-
JIOBaHMsI, PE3YJIbTATOB COOCTBEHHBIX HAOMIOJCHHM — AMHAEMHUOJIOTMYECKON XapaKTepUCTUKU
MAIMEHTOB C MEPBUYHBIMU UMMYHOAE(PHUIIMTAMU U HAPYUICHUSMU UMMYHHOUW PETyIslud, pe-
3ynbTatoB MynbTuiekcHoro ananuza TREC n KREC y ymepmux aereii u nereil ¢ HaCTOpaku-
Baroiumu npusHakamu MJIC, oO6cyxaeHns Noay4yeHHBIX Pe3yJIbTaTOB; BHIBOJIOB, TPAKTHUYECKUX
pexomeHaanuii u oubnuorpagpuyeckoro cnucka. PabGota mmmoctpupoBana 15 TaGmauumamu, 17
pucynkaMu. CHHCOK JUTEPATYpbl COAECPKUT 234 UCTOYHUKA, B TOM YUCIIE OTEYECTBEHHBIX — 65,
MHOCTpaHHBIX — 169.

PaGora BemmonHeHa Ha kadeape ummyHosnoruu ¢ kypcom JIITO B cOOTBETCTBHH € MIIAaHOM
HUP ®I'bBOY BO «CrtaBponoiabCKuii TOCYJapCTBEHHbBI MEIUIMHCKUN YHUBEpCUTET» MUHU-
cTepcTBa 3ApaBooxpaneHus Poccuiickoit denepanuu u ¢deaepaibHOM rocyAapCTBEHHOM aBTO-
HOMHOM 00pa30BaTeIbHOM YUpEKIEHHH Bbiciiero oOpasoBanus «llepBbiii MockoBckuii rocy-
JApCTBEHHBbI MeauuuHckuil yHuBepcuteT uMenn M.M. CeuenoBa» MuHHCTEpcTBa 31paBo-
oxpanenus Pocculickoit deneparuu

COIEPKAHUE PABOTbI
Marepuan u Meroabl ucciaenoBanms. [[ns cozmanus peructpa [IM]] Obuta coOpana

uHpopmanus B 35 aIMUHUCTPATUBHBIX OKpyrax CTaBpOMOJIbCKOro Kpas 000 BCEX MalMeHTax C
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ITN]], ycranosiennsix B Tedenue 10 aer (2009-2019 rr.). Peructparivst 607IbHBIX C IIEPBUYHBIMU
UMMYHOAC(PUIIUTAMH OCYIIECTBIsUIach Ha Kadeape nmmyHomoruu ¢ kypcom JI1O CraBpomonb-
CKOIr'0 TOCYJapCTBEHHOI0 MeAuUUMHCKOro ynusepcurera. Juarnos IIM]I ycranaBnuBaics B co-
OTBETCTBUM C JMArHOCTUYECKUMHU KputepusimMu EBpormeiickoro obiiectBa UMMYHOIE(hHUIIUTOB
(ESID) (Kindle G., Gathmann B., Grimbacher B. 2014). MccinenoBaHie HMMYHHOTO CTaryca
BBITIOJHSUIOCH B oTAeneHuu JaboparopHoi auarnoctuku AHMO «CKKK/I» (CraBpormons) u
BKJTII0YAJI0 UMMYHO(EHOTHIIMPOBAHUE JTUMQPOLUTOB C UCIOIB30BAHUEM OIHO- M JIByXIapaMeT-
puueckux pearentos nmuauu 1QTest: CD19-PC5, HLA-DR-PC5, CD3-FITC/CD4-PE, CD8-PC5,
CD3-FITC/CD (16+56)-PE, CD45-ECD (Beckman Coulter, CIIIA) Ha 1a3epHOM IPOTOYHOM
mutomerpe Cytomicx FC 500 (Beckman Coulter, CILIA), omnpenenenue CBIBOPOTOUHBIX UMMY-
HornoOynuHOB — IgA, 1gG, IgM MeromoM KOIWYECTBEHHOH MMMYHOTYpOOJIMMETPUHN HA OHO-
xummnueckoM aHanuzarope AU 680 (Beckman Coulter, CIIIA), a Takke TECT BOCCTAaHOBIJICHUS
Hutpocunero Terpazonus (NBT-tecr).

MounekynsipHO-reHETHUECKOE HCCIIE0BaHNE IPOBOINIIOCH Ha ATAle YTOUHEHUS JUarHo3a
METOIOM TPSMOTO CEKBEHHPOBAHUS KOAUPYIOMINX oOsiacTeld reHoB 1o CeHrepy WM IOJTHOTe-
HOMHOTO cekBeHHpoBaHus HoBoro nokoneHust (NGS) («manens uMMyHoJIOTHYECKas») B Tabopa-
topun MousekyisipHoit ouonoruu OI'bY «HMUIL I'OUN um. Amutpus PoraueBa» Munszapasa
Poccun. Bonpmast gacte manueHToB (65,9%), BHECEHHBIX B PETUCTP, MPOILIO 00CIIeI0BaHIE HA
6a3e ¢denepanbubix neHTpoB — «HMUL ATOU um. Imutpus PoraueBay wimu PIKb ®I'BOY
BO PHUMY um. H.W. [Tuporosa Munsznpasa Poccuu. B 2018-2019 rr. cBeeHus o naureHTax ¢
[T B CK uHTerpupoBaHbl B 2I€KTpOHHBIM peructp Poccuiickoin @enepanuu. [Ipn ananusze
JAHHBIX OCYIICCTBIISIN OICHKY PACIPOCTPAHCHHOCTH TPYIIIT BPOXKIACHHBIX UMMYHHBIX HapyIlle-
HUW B COOTBETCTBHM C Kiaccuukamuer MexayHapoaHOTO COK03a UMMYHOJOTHUYECKHX CO00-
mectB — IUIS (Yu J.E., Orange J.S., Demirdag Y.Y., 2019), a Tak)e OTAEIBHBIX HO30J0THYE-
ckux Gopm [IN]] ¢ yueTom pe3ynbTaToB UX MOJEKYISIPHO-TEHETUYECKOro uccienoBanus. [Ipo-
BOJIMJIM M3yYCHHE T€HJIEPHOTO COCTaBa MAIEHTOB, BO3PACTA TOSBJICHHUS IIEPBBIX CUMIITOMOB, a
TaK)Xe BPEMEHH, 3aTPA4eHHOT0 Ha MIOCTAaHOBKY ArarHo3a. CpoKU 3aIep KKK MOCTAaHOBKH JTHArHO-
3a BBIYMCIISUIM KaK PasHUILy MEXIy JaToi MaHudecranuu 3a0oaeBaHus U JaToi BepuUKalUU
JUarHo3a.

Ha 2 stane mpoBeneHO peTpOCIEKTUBHOE UCCIIEIOBAHNE aPXUBHBIX TECT-0JJaHKOB CYyXUX
nsaTeH kpoBu 49 ymepmux nereil. KpoBb Obuta B3sita Ha ¢uibTpoBanbHble KapTel 903 Wallac
Russia CE Card (GE Healthcare Bio-Sciences Corp, USA) /i OCyIieCTBICHHS HEOHATATBHOTO
CKPUHUHTA HOBOPOXK/IECHHBIX. APXUBHBIC T€CT-OJIAHKU XPAHUIIUCH B 1a00paTOpUU HEOHATAIBHO-
ro ckpununra ['bY3 CK «CKKIIL Nely. st uccnenoBanusi ObUTH 0TOOpaHBI CyXue MATHA KPO-

BHU I[eTeI\/’I C TSOKCEJIBIMU I/IH(l)eKHI/IOHHBIMI/I 3360J’IeBaHI/I$IMI/I, IMOATBCPKACHHBIMU B KIIMHUYCCKOM U

10



naToOMOP(OJIOrHIECKOM JIMarHo3e B KAaueCTBE OCHOBHOM MPHUUYMHBI JIeTalbHOro ucxona. llpu
KJIMHUYECKON M MaTOMOP(OIOTHYECKOM OIIeHKaX yMEpIINX JAETeH HCIOJIb30BaH apXWUBHBIA Ma-
tepuan I'bY3 CK «KJKb», I'bY3 CK «KCKHWb», a taxxke nposekrypsl ['bY3 CK «CKKby,
Craspornons 1 kadenpsl naronorundeckoit anaromut ®I'bOY BO «CTIMVY ».

HccnenoBanne SKCIM3UMOHHBIX KOJIEL peapaHXupoBKU T- u B-KJIETOYHBIX perenTopoB
IPOBOJWIOCH B KIMHUKO-Iuarnoctuueckoil madoparopuu ['bY3 «/II'Kb Ne9 um. I''H. Cnepan-
ckoro I3M» (Mocksa). IIpu onpenenennu TREC u KREC ucnonp3oBanack MyJbTHILICKCHAS
tecT-cucteMa 1&B Test, pazpaborannas B UXb®M CO PAH (Hoocubupck) u HoBocubup-
ckoM rocynapctBeHHOM yHuBepcuTeTre coBMecTHO ¢ ['BY3 «/JII'Kb Ne9 um. I'.H. Cniepanckoro
J3M» (TopaykoBa M.A. u ap., 2015). B xone onpenenenus TREC u KREC 6 neteii Obutn uc-
KJIIOYEHBI U3 UCCIICAOBAHUS B CBsI3M ¢ Tuioxoil ammnudukanuein JJHK. B pesynbrate npoananu-
3UpOBaHbI AaHHbIE 43 ymepiux aeteit (27 ManbuukoB U 16 1eBoYeK).

B 20,9% cnydaeB npu KU3HH U Ha CEKIMH BepUPHUIIMPOBAHBI THKENbIE MHEBMOHUH, B
39,5% — cencuc, B 4,7% — THOIHBIA MeHUHTOYHIIC)AUT, B 30,2% — reHepanu3oBaHHas popMa
BUpYyCHON MH(peknnu, B 4,7% — S3BEHHO-HEKPOTUYECKUN IHTEPOKONUT. JIeTampHBIN HCXOI Y
34,9% nereit HacTynun Ha 1-m Mecsiue 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. HegoHomennsie netu cocraBuiu 65,1%, B
ToM uucie 21,4% — c KpailHell CTENEeHbIO HEAOHOIIEHHOCTH M CPOKOM recTallud MeHee 28
Henenb, 32,1% poamiuch OT paHHUX MPEXKACBPEMEHHBIX poaoB (28-32 menenu), 17,9% — ot
MPEKIEBPEMEHHBIX poioB (32-34 nenenu), 28,6% — OT MO3THUX MPEKIAECBPEMEHHBIX POJ0B (34-
37 Henens). BpoxneHHble mopoku pa3BuTus Bepuduiponansl y 19 (44,2%) nerelt, B CTpyKType
KOTOPBIX BEpU(ULIHPOBATIUCH MOPOKU CEpALla U MarucTpalbHbIX cocynoB (23,3%), nopoku pas-
BUTHUS JKETYJOYHO-KHUIIIEYHOIO0 TPaKTa — aTpe3uu MuileBojaa U kumedHuka (7,0%), anomanuu
MOUEBBIIETUTENILHON | TMOJIOBOM cucteM (2,3%), mopoku pa3BuTus OpoHxoB u jerkux (7%),
IIHC (7%), a taxxxe cunapomsl du)lxopmku (2,3%), DaBapaca (2,3%), ['pucuennu 2 (2,3%),
6omne3ns Jayna (2,3%).

[Ipu maTomMopdoa0rn4ecKoM HCCIEA0BAHUN BUIOYKOBOMN KeJe3bl U TUM(pAaTHUECKUX Y3-
JIOB IMPOCJIEKHUBAIUCH SIBIICHUS] MPUOOPETEHHOIO YrHETEHHs MMMYHOT€HEe3a B BHJE aKIIMJCH-
tanbHOU uHBOMoIMK TuMyca (AN) I11-V craauii (34 manuenTa), a Takke BPOKJICHHON THITOILIA-
3K TUMYyca (4 mamueHTa) 1 HECBOEBPEMEHHOTO JKHPOBOro MeTamop(o3a BUIIOYKOBOI JKee3bl
(1 mamumeHT), pexxe oOHapYKUBAJIUCh MPU3HAKH AKTHUBAI[MM MUMMYHOTEHE3a C Pa3BUTHEM aKI[H-
neHTansHoi nHBoMONMH TUMyca I-11 ctaamii (4 manuenta). Onpenenenne TREC u KREC ocy-
MIECTBIIOCH Yy JeTed, UMEIOIUX MOP(OIOrHYecKre MPU3HAKU YTHETEHHUS MMMYHOTEHe3a —

BPOXKAEHHOTO0 UMMYyHOAeduIuTa (5 MATeH), aKIuACHTaIbHOW UHBOJIIONUHN TUMYca (34 nsATHA), B
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tom unciae AU Il (7 naren), AU IV (10 nsaren), AW V (17 nsaTeH), a Takke B 3aBUCUMOCTH OT
CTENEHM JOHOUIEHHOCTH U HAJIM4YUs BPOXKIACHHBIX TOPOKOB pa3ButHs (BIIP).

st onpenenenus 3pGHEKTUBHOCTH METO/1a SKCIIM3MOHHBIX KOJIEI] peapaHKUPOBKH T€HOB
T- 1 B-KJIETOYHBIX peLEeNnTOPOB KaK CKPUHUHIOBOI'O TE€CTa JJIA MPAKTUKYIOIIEr0 UMMYHOJIOTa B
pabote nipoBeneH aHanu3 pe3yabraroB TREC 1 KREC y 15 nmanueHToB ¢ HaCTOpaKUBAIOITUMU
npuszHakamu BpoxaeHHbIX MJIC; 7 neteit 6putn 0TOOpaHbI Bpa4yOM-MMMYHOJIOTOM Ha 3Tare Jua-
THOCTHYECKOTO MOMCKa cpean 0onbHbIX, rocnmtanuznpoBadibix B ['BY3 CK «KJKb» (Craspo-
MoJib), 8 JeTeil ¢ MO3JHUM HEOHATAJIbHBIM CEICUCOM OOCIEeNOBaHbl BPAauOM-HEOHATOJIOTOM B
pamkax mtoTHOTo npoekTta Ha 6a3e ['bY3 CK «CTtaBponofibckuil KpaeBol KIMHUYCCKUN TEPH-
HatanbHBIH 1eHTp Nely». Hccnemosanne TREC m KREC mpoBoamnock Ha 0asze KIMHUKO-
muarnoctuaeckoi naboparopuu I'BY3 «IT'’Kb Ne9 um. I'.H. Cnepanckoro A3M» (Mocksa) u B
naboparopuu ®I'BY «HMUL AI'OU um. [Imutpus PoraueBa» Munsapasa Poccuu (Mocksa).
NmmyHO(MeHOTHIIPOBaHHE KJIETOK KPOBH OCYIIECTBISUIOCH B OTACIEHUU KIMHUYECKON Iabopa-
topHoi quarHoctuku AHMO «CKKKIL».

CraTucTuecKuil aHaJIU3 JaHHBIX OCYLIECTBIISJIU C IMOMOIIBIO NTAKeTa MPUKIAJAHBIX MPO-
rpamm «Primer of Biostat 4,0», «Attestat 10.5.1.», Statistica 7.0 for Windows. KonudecTBeHHbIE
3HAYEHUS MPEJICTABISUIN B BUJIE: MEIUAHbl U MHTEPKBAHTUIBHOTO (25 1 75 MpOIEHTUIIN) pa3Ma-
xa (Me (Q1-Q)) uiu B Bue Meananbl (MHHUMAIbHOE, MaKCUMalibHOE 3HaueHue). CraTucTuye-
CKYIO 3HAYNMOCTh PA3JINYHii KAYECTBEHHBIX MPH3HAKOB OLCHUBAIN C IOMOLIBIO KPUTEPHS )
[Tupcona. /{151 OLEHKH MEXTPYIIIOBBIX Pa3IMUMi KOJIMYECTBEHHBIX PU3HAKOB IMPUMEHSIIN OJ-
HO(aKTOpHBIA JHMCIIEPCUOHHBIM aHanu3, Kpurepun Kpyckana-Yosmmca, Heromena-Keiinca,
Janna. CtaTUCTHYECKM 3HAYMMBIMU cuuTanu paznnuus npu p<0,05. [uzaiin uccinenoBaHus
ono6peH JlokaneubM 3THYeCKUM KoMuTeToM GI'BOY BO CTI'MY Munszapasa Poccuu.

PE3YJIbTATBI UCCJIEJJOBAHUI

B nepuoa ¢ 2009 r. no utons 2019 r. B CTaBponoiabCKOM Kpae 3aperucTpupoBaHo 88 ma-
LIMEHTOB C BPOXJAECHHbIMH omMOkamMu nuMMyHHUTeTa. Ha MomeHT ananu3a (utosb 2019 r.) KuBbI
79 (87,4%) manuenTos, 6 (6,8%) ymepnu, 3 (3,4%) moTepsiHbI I HAOMIOJICHUS U WX KU3HCH-
HBII CTaTyC HEBO3MOXKHO OLIEHUTh. MUHMMambHas pacnpocTpaneHHocTh [11]] 6b1a paccuntana
kak 3,1:100 000 HaceneHus, 4YTO MPEBBIIIAET NTOKA3aTeNU B cpeiHeM 1o PD, a Takke BO MHOTHUX
obmactsax PO (Myxuna A.A. u ap., 2019), ogHaKO CYIIECTBEHHO MEHBIIE, YeM B €BPOICHCKHUX
crpanax (Mahlaoui N. et al., 2017, Seidel M.G. et al., 2019). CooTHomicHHE TAI[MEHTOB MYK-
CKOT'O U JKEHCKOTO0 IoJia B peructpe CTaBponoiabCKoro kpas cocrasuiio 1:2,03, uro cornacyercst
¢ nanubivu peructpa P® (1:1,5) (Myxuna A.A. u ap., 2019) u 607BIIMHCTBA PETUCTPOB MHpa
(Seidel M.G. et al., 2019) u, BeposTHO, CBsA3aHO ¢ MpeodiaagaHneM X-CIEIICHHOTO XapaKkTepa

HaCJIEJOBaHMsI OTAENbHBIX Ho30J0rHueckux ¢popm [TH/I.
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Hemorpagusi. B xoropre xuBbix nauueHToB ¢ [IM/] B CK Ha MOMEHT HCCleA0BaHUS
npeobnanarot aetu — 59 (74,7%). Ha nomto gereii nmepBoro rona xwu3nu npuxoxutcs 1 (1,3%)
nanueHt, ot roga o S jget — 11 (13,9%), ot 5 mo 10 ner — 26 (32,9%), ot 10 mo 18 ner — 21
(26,6%). B rpynmy B3pocibix nanueHToB BxoauT 20 (25,3%) denoBek. Menuana Bo3pacra ma-
uentoB peructpa CK cocrasmser 10 (5,4; 17) ner. Camomy MIaimieMy HalMeHTy HA MOMEHT
aHaJM3a OKaszaJloch 3 Mecsla, caMoMy crapiiemy — 74 roga. BoceMb O0JIbHBIX B TpyIIe B3poc-
ab1x (40%) — MOB3pOCIEBUINE MAIMEHTHI, AUArHO3 KOTOPHIM OBUI MOCTAaBJICH €Ille B JIETCTBE.
Menuana Bo3pacra neauaTpueckoii koropTsl peructpa — 7 (5; 11,2) set, B3pOCIIbIX MallMEHTOB
— 26 (20,7; 42,5) ner. IToay4yeHHbIe HAMH JaHHBIC PAKTHYECKH COBIAIAIOT C JAHHBIMH POCCH -
CKOT'O PErucTpa, Ha JIOJIIO B3pOCIBIX B KoTOopoMm mpuxoxutcs — 70,3% (Myxuna A.A. u np.,
2019), B To BpeMs KaK B PErUCTPax pa3BUTHIX CTPAaH MHUPa HEPEIKO MPEOoOIaIatoT B3POCIIbIC.

Ocnosublie rpynmnsl [T B peructpe CK npencraBneHsl 27-10 HO30JI0THYECKUMHU (HOp-
mamu (tabi. 1). Haubonee yacThiMu ABJISIOTCS Ae(EKThH TYMOPAILHOIO 3BeHAa HMMYHHUTETA, CO-
craBuBLne 44,3% (39), Ha BTOPOM MeECTE 10 paclHpOCTPAHEHHOCTH OKa3aJuCh KOMOMHUPOBAH-
Hbl€ UMMYHHBIE HApyIlIEHUs C CUHAPOMAJIbHBIMU NposiBieHUsMU — 15,9% (14), Ha Tpetbem —
HapyueHus ¢aromutosa — 10,2% (9), Ha yeTBepTOM — ayTOBOCHAIUTENbHBIC 3a00JIEBaHUS U Jie-
(beKThI CCTeMbI KOMIUIEMEHTA, MPEeJICTaBICHHbIE B PaBHBIX A0JIX — 8% (7), Ha MATOM — KOMOHU-
aupoBanubie UJIC (TKUJ/K/]) u HapymieHuss IMMYHHOUR peryJsisiiuu, cocraBupmme 6,8 (7) u

4,5% (4) coorBercTBenHo. Ha momto neyrounennsix [IN]J] npuxoaurcs 2,3% (2).

Tabauua 1 — Pacnpenesienue nepBUYHbIX HMMYHOAe(UIMTOB B KOTOpPTax jAeTell U B3poc-

Jabix B peructpe CK (uwab 2019 r)

rpymmna kareropus 1TU]] Bceero |JKuBble nanueHTsl

o (n=88 |c n3BeCTHBIM XHU3-

MCHO ) HEHHBIM CTaTyCOM
(n=79)

< 18 ser |>18 ner
(n=59) [(n=20)

| |dedexTs KIETOYHOTO U TYMOPAJIBLHOTO 3BeHBEB IMMYHHTE- |6 4
ta (SCID/CID)
T-B+SCID 3 1
T-B-SCID 2 2
Kom6unuposaunsiii MJIC neyrounennsiii (CID) 1 1

[N
o

KomOuHnpoBaHHbIE UMMYHOIC(HUIMTHI, aCCOLIUMPOBaHHbIE |14
Il |c cuHApOMANTBHBIME MPOSBICHUSIMH

Cunapom Buckorra-Onapuua (Wiskott-Aldrich)

Cunapowm Jlyu-bap (aTakcus-reneaHTHIKTa3us)

Cunapom Heitmerenosckoro nmospexaenus (Nijmegen)
'unep-1gE-cunapom (HIES)

Anruaporrueckas skronepmanbhas auciiazus (EPIDA-ID)
Cunnpom uJlxopmxu

B~ w

AN R

N
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IIponomxkenue

[Tpeumy1iecTBEHHO TyMOpaJIbHbIE 1e(hEeKThI
X-cueruieHHas arammariooynuaemust (XLA)

O61as BaprabenbHasi HUMMYHHAsi HEIOCTATOYHOCTh
(OBHH)

['unep-1gM-cunIpoM HEYTOYHEHHBIH

Jedunut uzonupoBanHoro noakiacca 1gG
HemuddepennmpoBannasi rAIONMMYHOTII00 Y THHEMUS
CenexruBnblii gedurmr IgA (SDIgA)

NN, WA

8

=

12

[T1]] ¢ UMMyHHOM JUCperyJisiiuen

1.I'emodaromurapHbiii TMMPOTHCTUOLNUTO3 C TUIIONIUTMEH-
tarueit (FHL):

Cungapom I'pucuesu 2-ro tuna (Griscelli)

Cunapom I'epmanckoro-Ilymiaka 4 tuna (Hermansky-
Pudlak)

2.AyTOUMMYHHBIE COCTOSHUS ¢ WU 6e3 umdbonponudepa-
1002078

APECED (APS-1)

3.AyTouMMYyHHBIH JIUM(ponponrQepaTUuBHbIN CHHIPOM He-
YTOUHEHHBIN

KonuuecTBeHHBIC U Ka4eCTBEHHBIE NIe(hEKTHI (haroruToB
BposxneHHble HEUTPOTIEHUN

Hedunut snacraszsl (SCN1)

[uknraeckas HenTporeHus (6ose3Hs Koctmana)
JledexTsl anre3uu JICHKOIUTOB:

Cunapowm IlIBaxmana-Jlaiimorna (Schwachman-Diamond)
JledexThl pecipaTOpHOro B3pbIBA:

X-cueriennas XI'b

AytocomHo-perieccuBHas XI'b

|

= o1

VI

I[e(i)CKTBI BPOXKACHHOI'O UMMYHHTCTA

\l

AyToBOCHAIUTENLHBIC 3200JIeBaHUS

CemeilHas cpeJM3eMHOMOpPCKas TUXOpajKa

Cungpom CINCA (xpoHmueckuii nH(paHTHIBHBIN HEBPOJIO-
TMYECKH KOXkHO-cycTaBHoi cunapom) (NLRP3 GoF)
Cunapom Mak-Yamica (Muckle-Wells)

Cungpom Mapinayuia (PFAFA)

= w |

N -

VI

JledexThl cucTeMbl KOMILJIEMEHTA
JleeKThl perynsiuuu cuCTeMbl KOMIUIEMEHTA
Jedunut narnduropa Cl

denokonuy, BEI3BAHHBIE COMATHUECKIMHU MYTAILUSIMU
Kpuonupunonarus (NLRP3)

Heyrounennsii [TU]]

2

2

HanbGomnee yacTbIMH SIBISIOTCS ﬂe(beKTBI TYMOpPAJIbHOTO 3B€HA MMMYHUTECTA, COCTAaBHUB-

e 44,3% (39), Ha BTOPOM MecCTe MO paclpoCTPaHEHHOCTH OKa3aJIMCh KOMOWHUPOBAHHbIE M-

MYHHBIE HapyIIEHUSI C CUHAPOMAIIbHBIMU TposiBieHusMU — 15,9% (14), Ha TpeTbeM — Hapyllie-

Hus arouurosa — 10,2% (9), Ha yeTBEepTOM — ayTOBOCHAIUTENbHBIE 3a00eBaHUS U JA€(PEKTHI

CUCTCMbI KOMIUICMCHTA, IMPEACTABJIICHHBIC B PABHBIX HOJIAX — 8% (7), Ha IIATOM — KOM6I/IHI/Ip0-

Bannbie UJIC (TKU/KW/) n HapymeHrss IMMYHHO# peryinsiiuu, cocraBusime 6,8 (7) u 4,5%

(4) cootBercTBeHHO. Ha nomto Heyrounennsix [IU/] mpuxoautes 2,3% (2).
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B ctpykrype IIN]] CK no cpaBHeHuro ¢ peructpom P®D yare BcTpedaroTcs 1eeKThl aH-
tutenoobpazosanus (44,3 u 28%, p<0,001), paznuuuii no cpaBHeHuto ¢ perucrpom ESID ycra-
HOBJICHO He ObUI0. B peructpe CK 0oTCyTCTBYIOT MAMeHTHI C Je)eKTaMUu BPOXKICHHOTO UMMY-
Hurtera (rpynmna VI) u peHokonusimu, 00yCIOBICHHBIMA COMAaTHYECKUMU MYTallusMH (Tpyrma
IX). OTu rpymnmsl coBceM HelaBHO BHeceHbI B kiaccudukanuio [N/, mosTomy ux nuarHoctuka
TOJIbKO HAJIaXHBAETCSI.

Haubonee yacroit Ho3omoruueckoir ¢popmoii B peructpe CK sBIIsieTCsl CEIEKTUBHBIN Je-
¢bunut ummyHorinooynuna A — 28 (31,8%) (tabn. 1). Cpeau tsoxensix dopm UJIC mpeobiagator
cunapom Jlyu-bap — 7 (8%), xpoHnudeckasi rpanyiemaro3Has 6ose3ub — 6 (6,8%), HacaeICTBEH-
HBI aHTHOHEBpOTHUECKU oTeK — 7 (8%), MeHee pactipoctpanensl OBUH — 4 (4,5%), cunapom
Buckorra-Onnpuya — 3 (3,4%), cemeiinas cpeanzeMHoMopcekas auxopaaka — 3 (3,4%), rumnep-
IgM-cunapom — 3 (3,4%).

B crpykrype 1IN/ ¢ mMMyHHON AUCPEryIsLIMEN JUArHOCTUPOBAHBI [1BA PEIKUX Cilydas
remodaronuTapHOro JUM(GOTUCTUOIMTO3a ¢ TUIIONUTMEHTauel (CuHapoMbl ['pructierum 2 Tumna
u ['epmancku-Ilymnaka). Cpenu komOunupoBanubix UJIC ycranosienst T-B+SCID — nedekr
IL2RG (2 cnyuast), nepunut JAK 3, T-B-SCID — nedunut agenozunnezamunassl, JJHK-nuraszsl
4.V opnoro nanuenta ¢ komounupoBanubiM NJIC reHeTHyecKyo NpUYUHY HE yAaJI0Ch YCTaHO-
Buth. Cungpomsl duJlxxopmxku (1,1%), Heitmerenosckoro nospexaenus (1,1%), X-cuennennas
arammarnoOymuaemus (1,1%), yacto BcTpeuaromuecs B OOJIbIIMHCTBE peructpoB mupa, (Sulli-
van K. E. et al., 2014, Shillitoe B. et al., 2018, Grimbacher, B., 2014), npeacraBieHs! eIuHIY-
HBIMH CITy4asiMH, YTO MOXKET OBITh CBSI3aHO C HU3KOW HACTOPOKEHHOCTHIO Bpayeil B OTHOIICHUH
3THX HO30JIOTHYECKHUX (DOPM WIIM OTCYTCTBHEM OYEBUIAHBIX WH(EKIIMOHHBIX MTU30/I0B IPH CHH-
npome QuJlxopmaxu.

VY 20 B3pocBIX MAIMEHTOB BepU(UIIUPOBAHBI JePEKThl TYMOPAILHOTO 3B€HA U CUCTEMBI
koMmIuieMeHTa. Cpean 8 B3pOCIbIX ¢ YCTAaHOBICHHBIM AHArHO30M €llle B JETCTBE 6 — ¢ nedekra-
MU T'yMOpPaJIbHOTO 3BeHa, B ToM uncie ¢ OBUH (2), HeyTouHeHHO# TMIOMMMYHOTTI00yIMHEMH-
eit (1), cenextuBHbiM nedurrom IgA (3), M0 0THOMY — C HACJIEICTBEHHBIM aHTHOHEBPOTHYE-
CKHUM OTEKOM U cuHApoMoM Mak-Bemica.

PanHss neTckas CMEPTHOCTh MAJIBUYMKOB MPOCTICKUBAETCSA B CEMEMHOM aHamMHe3e 4-X Je-
Tel, B TOM uucie ¢ cuaapoMoM Buckorra-Onapuya (1), XpoHUUYECKOU rpaHyIeMaToO3HON 0oJies-
HbI0 (2), cunapomoM ['pucnennu 2 (1). bauskopoacTBeHHbli Opak (MaTh U OTELl JBOIOPOIHBIE
OpaT ¥ cecTpa) y1adoch yTOYHHUTD B IBYX CEMbSX.

3ajgep:kKa MOCTAHOBKM AHArHO3a. Menuana Bo3pacTa MOSBICHUS CUMITOMOB Yy Tallu-
entoB ¢ [TN]] B peructpe CK cocrasuna 2 (0,28; 8,5) roga, B TOM umcie B eIHATPUIECKOMN KO-
ropre — 1,0 (0,16; 2,64) roa, Bo B3pocioit koropre — 15 (12; 25) ner. Y marieHToB BCEX TPy

15


https://www.ncbi.nlm.nih.gov/pubmed/?term=Shillitoe%20B%5BAuthor%5D&cauthor=true&cauthor_uid=29878323

“MeJia MECTO CYIIECTBEHHAs 3aJIepKKa TOCTAHOBKHU JUArHo3a, KoTopas Kojiebanach ot 2-X 10 10
MECSIIEB Y MallMEeHTOB ¢ KOMOMHUPOBAaHHBIMH MMMYHOAEe(DUIUTAMHU, OT 5 Mec. A0 3-X JeT — Y
O0JBHBIX ¢ NeeKTaMu UIMMYHHOH PEryisiliid, OT 2-X MeC. JI0 3-X JIeT — MPH ayTOBOCTIAIUTEb-
HBIX 3a0o0nieBaHusAxX, 10 10-Tu netr — npu nedekrax darouuto3a u 10 50-TU JET — y B3POCIBIX
OOJILHBIX C HApPYIIEHUSIMU B CUCTEME KOMIUJIEeMEeHTa. MeauaHa 3a/Iep>KKH [MOCTAaHOBKH JAHAarHo3a
MU B CK cocraBuna 2,9 (0; 51) roma. Y nereit 3abosieBaHue AMArHOCTUPOBAIUCH ObICTpee
(Memuana — 2,6 rosa), ueM y B3pocibix (Meauana — 3,5 ner), p<0,001.

[IpeobnagaronuMy KIMHUYECKUMH cuHApoMamu y nanuentoB ¢ IIHU]] B peructpe CK
oLt uHdexuu (73,9%), pexe B nedroTe 3a001eBaHUs OTMEYAIUCH IPU3HAKU UMMYHHOUH JH-
cperymsiiuu (18,1%) B BuIe TUXOpagku, TPEXPOCTKOBOM HUTONEHUH, TE€MATOCIIICHOMETaINH,
HoJicepo3nTa, apTputa. Y 8% ManMeHTOB B KIMHUYECKON KapTHHE BBIBISIINCH PELUIUBHPY-
IOLIUE «XOJOHBIC» AHTHOOTEKHU.

Haubonee pacnpoctpaneHHbIMU WH(GEKIIMOHHBIMU OCTIOKHEHUSAMHU y manueHToB ¢ [11]]
ObL1M THeBMOHMH (43,2%), B ToM uncie nutoMmeranoBupycHsie npu TKU/L (2), ctapunokokko-
BbIe ¢ (hopMHEpOBaHMEM IMHEBMOIIEIC W OPOHXOIUICBPAIHHOrO CBHINA Tpu Tunep-IgE-cuaapome
(1), 3aTsKHBIE TECTPYKTUBHBIE, 00yCIOBIEHHBIE HOKKapausaMu, pu XI'b (2), mHeBMOKOKKOBbBIE
¢ ObICTpBIM (pOopMUPOBaHHEM HUIUHApPUYEcKUX OponxodkTazoB npu OBUH (4) u runep-lgM-
cugapome (1). K yactbiM nHpEKIUAM ciielyeT TakKe OTHECTH THOMHBIN cpenHuit otut (20,5%),
cunycur (22,7%), uadexnun xoxu (21,6%), raoriusii muMmpanennt (11,4%), adTo3ubrii ctoma-
TuT (6,8%), ractposureput (8%). I'emokonut pa3Buscs y 4,5% nereil, B TOM 4ucie MpU CHUH-
npomax Buckorra-Onapuua (2,3%), I'epmancku-Ilynnaxa (1,1%), xpoHuueckoM rpaHyieMaTose
(1,1%). [ToBTOpPHBIE pecniupaTopHO-BUPYCHBIE HH(pEKIMH oTMedanuck y 39,8% nerelt, npeodiia-
JTAJIN y TallMEHTOB C CENEKTUBHBIM aedunutoM IgA.

HauOonee yactbiMu u3 HecnieU(UUECKUX KIMHUYECKUX CHHJIPOMOB OBUIM TeNaToCIuIe-
HoMeranus (29,5%) u HeyTouHeHHas nuxopajka (13,6%), koTopas HabM0JaIach MPAKTHUECKU
y BceX OOJIbHBIX C ayTOBOCHATUTENbHBIMU 3a00ieBanusiMu u [1T1]] ¢ ummyHHOM nucperymnsiuei
JI0 yCTaHOBJIeHUsl nuar”osa. lluronenun peructpupoBanuce y 21 (23,9%) pebGenka. B 12
(13,6%) ciydasix uMesna MecTO TsDKenas TPEXPOCTKOBask IUTONEHHUS, B TOM YHCIIE Y MAIUEHTOB C
TKUI (2), cunapomansasivu MJIC (3), nedextamu nuMMyHHOU perynsuuu (3), HapyleHUSIMU
daronuTosa (4). 3nM0KauecTBEHHBIE HOBOOOpa30BaHUs COCTaBUIHU 4,5% W OTMEYAIIMCh TIPH aTak-
CUHU-TeNeaHruskTazuu (2 ciayyas), cunapome Heiimerenosckoro nospexaenus (1), runep-lgM-
cunapome (1 ciyyaii).

I'enetnueckoe wuccnenoanue BoIMoAHEHO y 40 (45,5%) manueHToB, MOJEKYISIPHO-
TeHeTUYECKU IMarHo3 ycTaHoBiEH B 38,6% ciydaeB, yTo cocTtaBuio 85% OT yucia npoTecTu-

poBanHbIX. [lo manHbIM peructpa P®, reHeTnueckoe MoaATBEPKACHUE AUarHo3a umerot 36% ne-
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teit ¢ [IN]] [4]. Tpancrnanrauus remonostuyeckux kietok (TI'CK) ocymectsnena y 11,4%
nereil. Ilpu 3TOM Tpoe malnMeHToB Ha HACTOSALIMI MOMEHT HyxkzaatoTcs B nposenenun TI'CK. B
3aMECTUTEIBHON TEpaIruu IpernapaTaMi BHYTPUBEHHBIX UMMYHOTJIOOYIHMHOB U3 79 KMBBIX Ma-
nueHToB HyxaaTcs 23 (29,1%) yenoseka. PerynsipHo momydarot sneuenue 16 (21,5%) Gounb-
HBIX. Y 5 B3pOCIHBIX OOJBHBIX 3aMECTUTENIbHAS TEpaIus MPOBOAMUTCS HeperyisipHo. J[Boe nereit
HE JeyaTcs B CBSI3HM C OTKa3oM poauteneid. HempepsiBHas mpoduiakTuyeckas IpOTHBOMUKPOO-
Has Tepanus npoogutcs y 17,7% nauuentos. 3amectutenbuyro tepanuio ['KCO (rpanynomnu-
TapHbI KOJOHUECTUMYIHUPYIOMMHA ¢akrop) momydaror 6 (7,6%) GonbHbIX, mpemapathl Cl-
unruodutopa — 4 (5%), TapreTHyr0 aHTUIUTOKHMHOBYIO Tepanuio — 7 (8,9%), komxuuuH — 3
(3,8%). B mepuon nadmoaeHust ¢ 2009 r. B CtaBpoIoibsCckoMm Kpae ymepiau 6 (6,8%) nanueH-
TOB, UTO COTIOCTAaBUMO ¢ peructpoM PO — 6% (Myxuna A.A. u ap., 2019).

Ha BTOpOM J3Tame uccienoBaHHs IMPOBEIACH aHAUW3 PETPOCIEKTUBHOIO OINPEICICHUS
mapkepoB T- (TREC) u B-kierounsix (KREC) ummyHomeduiuroB y 43 nereif, ymepumx B
paHHEeM Bo3pacTe oT Tshkenblx nHpekuuid. B 60,5% ciaydaeB ompenemsiioch CHIKEHUE MOKa3a-
TeJIeH SKCIM3MOHHBIX KOJIEI] peapaHKUPOBKH T'eHOB T- M B-KJIeTOUHBIX penentopoB, 3aperu-
ctpupoBannoe y 4 u3 7 gereit c AU Il ct., y 5 u3 10 nereit —c AU IV cr,,y7u3 17 -c AUV
CT, a TAK)Ke y BCeX jereil ¢ Mopdosiornyeckumu npusHakamu BpokaeHHbx MJIC. Huskue noka-
3aremu TREC ormeuamuce B 37,2% cinywsaeB, KREC — B 4,6%, TREC u KREC — B 16,6%.
Cpennee uncino konuit TREC mms Bcex 00pasiioB COCTaBHIIO 147/10° L [59,1; 345], KREC —
264/10° L [85,1: 624].

He ycranoBneno B3aumocssizu nokazareneii TREC u KREC B HeonatansHoM niepuose u
CTETICHBIO aKIUACHTATLHOW WHBOIOIMH TUMYCA, TPUOOPETEHHOM Ha (POHE TSDKETBIX MHPEKITUH.
[Tony4yeHHbIE TaHHBIE HE TPOTHBOPEYAT CYIIECTBYIOIINM IpecTaBieHsiM 00 AV TuMyca kak o
nproOpeTeHHOM IpoIiecce, BOSHUKAIOIIEM B OTBET Ha aHTUT€HHOE BO3/IeicTBUE (B MEPBYIO OYe-
penb MHGEKIUOHHOE) U MPOTPECCUPYIOIIEe BIUIOThH 10 BTOPUYHON aTpOpUU BUIIOUKOBOH XKee-
3b1 (UBanoBckas T.E. u np., 1986).

[ToctmopTranpHas muarHocTrka BpokaeHHBIX MJIC BBUIAY HECHEIU(PUIHOCTH MATOMOP-
domornyeckux MPU3HAKOB BeCbMa CIOXHA. B Tpynmy BeposTHRIX BpoxkaeHHbIX [11]] 6bpun oT-
HECEHBI MAI[MEHTHl C HECBOEBPEMEHHBIM JKHPOBBIM METaMOP(O30M BUIOUYKOBOI KeJe3bl, aria-
3uel THMyca M TOTaJIbHOM JuMdoneHue ¢ poxJIeHus, TUIOIUIa3ued THMyca, COYETaHHOU C
BPOXKJCHHBIMU TTOPOKAMH, XapaKTEepHBIMU s cuHApoMoB Ju/[kopmku u DaBapjca, a Takke
peOeHOK U3 CEMBH € CEMEHHBIM JIMM(POTUCTHOIMTO30M (cHHapoM ['pucnenin).

Y CTaHOBNEHO CHMKEHHE YPOBHEH IKCIIU3UIIMOHHBIX KOJIEI PeapaH:KUPOBKU T€HOB T- u
B-KJ1€TOUHBIX perenTopoB y BCEX MAIMEHTOB C MaTOMOP(OIOTHYECKMMH NMpPHU3HAKAMH BPOXK-

nerabix UJC no weonpenensembix TREC m KREC npu BepostHom TKUJl, KREC — nipu He-
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CBOEBPEMEHHOM XKHUPOBOM MeTaMopd03e BHIOYKOBOH kene3bl. Peskoe camxenne TREC orme-
YEeHO y JIeTell ¢ BPOXKJIEHHOM TMIOIUIa3uel TUMyca B CTpYKType cunapomos Ju/[xopmxu n Da-
Bapzaca. Hamwu BbisiBieHO cHukeHue ypoBHs TREC y HemoHomeHHbix aereir — 127,5 [58,4;

372,5] no cpaBuenwmio ¢ goHomennsiMu — 408,5 [185; 869], p<0,01 (puc. 1).

20000 /105
150077 .
P=0,01
10007
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0 R E—
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HepoHoLleHHble [LOHOLEHHbIE

Pucynok 1- Iloka3zatean TREC y noHomeHHbIX U HeIOHOLIEHHBIX JIeTel

Ilpumeuanue. Ha nuarpamme aasi KakJOW TpyIIbl OTOOpa)XKeHbI: MEJUaHa, KBAPTHIbHBIN pa3-

max (Q0,25-Q0,75), pazmax (MUHUMYM; MAaKCUMYyM ) IEPEMEHHOM;

P — cTaTUCTHYECKAs 3HAUMMOCTb pa3iIuuuil MeX 1y rpymnmnamu (kpurepuii Manna-YuTHm)
IIpoBenena ounenka nokasareneil TREC B 3aBucuMoctu ot cpokoB rectauuu. CTaTucTu-

YCCKHU 3HAUUMOC CHHIKXCHHC I10 CPABHCHHIO C NOHOMICHHBIMU IACTbMHU OIIPCACIIAIIOCH TOJBKO B

rpyIie riIy0OKOHEIOHOIIEHHBIX IETeH CO CpOKaMHu rectaruu 10 28 Heaenb (Tadi. 2).

Tabauua 2 — TIlokazarenn TREC m KREC y HenoHomeHHBIX AeTeii B 3aBHCHMOCTH OT
CPOKOB recTalnuu

Cpoxku recranuu Mean TREC Mean KREC
21-27 ven 6 oueit (N=9) 59,7 [46,8; 61,1] * 236 [30,4; 256]
28-31 uen. 6 nueii (N=9) 183 [80,8; 264,5] 154 [70,4; 162,5]
32-36 uen. 6 aueii (n=10) 232,5 [100; 610] 521 [264; 938]
JHonomennsie aetu (n=10) 408,5 [125; 1510] 467,5 [149; 968]

Ilpumeuanue: * — craTUCTHYECKasl 3HAYMMOCTb PA3JIM4YUN 110 CPABHEHUIO C IPYIION JOHOIIEH-
HbIX JieTe (kputepuit Hetomena-Keitnca, kputepuit /lanna)

YcranoBiieHo cHMkeHHe mokazateneil TREC y gereit ¢ mopokamu pa3BUTHS, B CTPYKTY-
pe KOTOPBIX OMpPENesUICh MOPOKU Cepala M MarucTpajbHBIX COCYIOB (TeTpaja W TpHaaa
daio, OTKPHITHITHIN apTepUaIbHBIA MPOTOK, CTEHO3 JIETOYHOM apTepuu, aopThl) (23,3%), xe-
JTYAOYHO-KHUILIEYHOTO TpaKTa (aTpe3uu MUIeBoJa U kumedHuka) (7,0%), aHoMaauu Mo4eBblie-

JUTENBHON U nosioBoit cucteM (2,3%), Oponxos u jerkux (7%), LLTHC (7%) (puc. 2).
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Pucynok 2- Iloka3zarequn TRECy nereii B 3aBUCMMOCTH OT NOPOKOB Pa3BUTHS

Ilpumeuanue. Ha nuarpamMme Ui KaXAOH TPYIIBI OTOOPaXKEHbI: MeIuaHa, KBapTHIIbHBIA pa3-
Mmax (Q0,25-Q0,75), pazmax (MUHIMYM; MAaKCUMYM ) TIEPEMEHHOM,

p — cTatucTUYecKkas 3HAYUMOCTh Pa3jinuuil MeXAy rpynnamu (kputepuid Manna-YutHn); | —
ymepiue netu ¢ BIIP, |l — ymepmme netu 6e3 BITP

Taxum obpazom, perpocnektuHoe onpenenenne TREC u KREC B cyxux nsTHax KpoBu
MO3BOJISIET MACHTU(PHUIIMPOBATH HO30JIOTUYECKHE CHHAPOMBI OTAENbHBIX [IM]] kak mpuuuHbI
paHHel nerckoi cMepTHOCTH. Y 11,6% ymepiux aetei onpeaenseTcsi 3HaunTeIbHOE CHIDKCHHE
TREC w/unu KREC no He netekTupyembIX 3HAYEHH, YTO MOATBEPKAACTCS KIMHUYECKUMHU U
naToMopdoaoruueckumu npuzHakamu BpoxxaeHusix MJIC.

Pa3zBuTne akumMaeHTaNbHON WHBOJIOLNUN TUMYcCa HE CBsi3aHO ¢ mokazaremimu TREC n
KREC y HoBopoxxaennbsix. CHmkenue ypoBHs TREC naGmronaercs y HeJOHOIIEHHBIX JETEH CO
CpOKaMHM TecTalliu MeHee 28 Heslelb, a TAKKe B TPYIIe NallMeHTOB ¢ BPOXKIEHHBIMU [TOPOKaMHU
pasButus. Onpenenenue TREC sBasiercs 3¢ deKTUBHBIM HHCTPYMEHTOM HE TOJIBKO JUIs AUArHo-
ctuku BpoxkaeHHbIX NJIC, HO 1 1uist BhIsIBIIEHUS IpYTUX T-KIETOYHBIX TUM(OTICHNH, CBSI3aHHBIX
C HEJIOHONICHHOCThIO, HATMYUEM TIOPOKOB PA3BUTHUSI, HACIECACTBEHHBIX 3a0oJyieBaHMil (00JIe3HB
Jayna, cunapom DaBapjaca) U TpeOyrOMMX NPOoPHUIAKTUYECKUX MEPONPUITUN, HAMIPABICHHBIX
Ha MpeoTBpalieHne haTanbHbIX HHOEKITHA.

s onenku 3ddextuBHOocTH onpeaeneHus TREC m KREC B mpaktrke Bpada aiepro-
Jora-uUMMYHoJIora B pa0oTe MPOBEAEH aHAINU3 PE3YNIbTaTOB AKCUU3HOHHBIX KOJIel y / HalleH-
ToB ¢ HacTopaxuBatorumu [TNJIC, rocnutanuzupoBanusix B 'BY3 CK «KJKbB» (Tabm. 3).

B crpykrype pabounx auarno3oB Obutn «TKH», «['unorammarnobynunemusy, «CHH-
npom Jlym-Bap», «'unep-IgE-cunapom», «KomOunmpoBanueiii ummyHoneduuty, «lleppuy-

HBI HIMMYHOJE(PUIUT C HAPYIIEHHUEM TUTMEHTHOIO0 0OMEHa.
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Ta6auna 3 — O0mas XapaKTepHCTHKA M MOKA3aTeJIH HMMYHHOIO CTaTyca Y NAallMeHTOB ¢ HACTOpaKuBawoummMu npusHakamu ITNAJ{

ITamuent 1 ITarnment 2 ITanment 3 ITanuent 4 ITamuent 5 ITamuent 6 ITammuent 7
[Ton MYXKCKOM My»xcKoit MYXCKOM KEHCKUI MYXCKOM YKEHCKUI YKEHCKHU
CpOKH recTaluu 39 "genenn 40 gHenenp 39 "Henenn 39 "Henenn 39 "Henenn 40 Henean 39 wenennb
Cnyyaun B ceMbe OTCYTCTBYIOT | OTCYTCTBYIOT poJiHOI Opat OTCYTCTBYIOT OTCYTCTBYIOT | OTCYTCTBYIOT | OTCYTCTBYIOT
Hacropax. npusnaku [IMJ[| OGomnee 2 Oounee 2 Oounee 2 6onee 2 6onee 2 6oiee 2 6ouee 2
JlnarHocTuyeckas TUIOTE- TKIUJL l'unoramma- |IIW]] ¢ HapyuieHueM KT Cungpom ['unep-IgE APECED
3a r7100yTMHEMHUS [TATMEHTHOTO OOMEHA) Jlyn-bap CUHJIpOM
TREC : Pesynbrar 0 630 1100 0 0 1020 260
(comuii/10° Bospactaan | 5. 600 | 470-4100 1200-11000 1200-11000  [14000-320000 1300-14000 | 470-4100
JICHKOIIMTOB) [HOpMa*
KREC : Pesynbrar 2610 54 3600 0 12100 1702 130
(comnit/10° '~ Bospactuas | 44 19000 | 780-7700 1300-14000 1300-14000  |1000-100000| 2000-22000 | 780-7700
JIEHKOIUTOB) [HOpMa*
Tumbouutsr (<107 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 1,31
CD3'CD4" (x10%/n) 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°/1) 0,006 0,36 0,59 0,36 0,02 0,54 0,63
CD3"HLADR" (x10°/1) 0,004 0,11 0,62 0,07 0,41 0,29 0,22
IgA (1/1) 0,23 0,00 0,45 0,01 0,72 0,25 1,10
IgM (1/m) 0,36 0,09 1,54 0,25 2,13 0,25 0,53
19G (1/n) 2,3 1,2 9,19 0,4 9,37 10,7 6,09
AHOMaJIbHBIN T€H IL2RG BTK RAB27A LIG4 ATM HE U3BECTEH | HE M3BECTEH
My raris C.116-1G>C [c.240+1G>C  [c.149delG; c.845A>G,p.H282R. [c.3928C>Tp. — —
yran GRCh38.p3 |GRCh38.p5  |p.Arg50LysfsTer35 [c.1199T>G,p.11400R (Gen1310Ter
TaHIMKJIOBUD, KO-TPUMOKCA30J1,
a3UTPOMHUIIUH,
basuchas Tepanus / Vicxon (ockaper, B/B Ig TI'CK ASHTPOMHIME, 1y~ Q3HTPOMHIIH,  HeQHKCHM ¢irykoHazol,
B/B Ig / ru- KOHA30J1, Mecala3uH, B/B Ig B/B Ig 5 |
(15313 B/B Ig BB 19

Ilpumeuanue: *B xadecTBe BO3PACTHONM HOPMBI yKa3aHbl pepepeHCHbIe 3HAYSHUs, IPUHATHIE N0 MECTY BbINONHeHus uccienoBanus B PI'bBY «HMMUILL

JAI'OU um. Imutpus PoraueBay Munzapasa Poccun i I'BY3 «JII'’KB Ne9 um. I'.H. Cnepanckoro JI3M.

20




VY 5 u3 7 oOcnenoBaHHBIX JeTeH ¢ HacTopaxxuBarommumu npusHakamu [T, ycranoBieHo
peskoe cHikeHue komuuectBa ogHoro (TREC wim KREC) wiu o6oux (TREC+KREC) nmokasa-
TEJeH SKCIIM3UOHHBIX KOJIEI], YTO MOATBEPKIAIOCH JAHHBIMH UMMYHO(GEHOTHITUPOBAHUS JTHM-
GoLHUTOB U YPOBHEM CHIBOPTOUHBIX HMMYHOTJIOOYIWHOB. B pesynbrare MoOJEKYJISIpHO-
TEHETUYECKOT0 MCCIIE0BaHMs B mocienyoomeM BepuduuupoBansl quarnossl: TKUJL, 6one3np
Bpyrona, arakcus-teneanrudkrasus, TKUJ ¢ nepexrom JTHK-nurazer 1V, Hemuddepermmpo-
BauHbI KUJI. YMepennoe cumxenne ypoBHsa TREC oTMedeHO y MaJlbyHKa ¢ yTOUHEHHBIM CHH-
npomoM ['puctein 2. B ogHOM ciaydae IMarHOCTUYECKUM MOMCK MpoaoJiKaercs. MynbTu-
mekcHbId aHanu3 koiumdectBa TREC m KREC 06w Taxke mpoBeieH marueHTaM C TSKEIOu
MHEBMOHUEH (4) 1 HeoHaTalbHBIM cericucoM (4) (tabi. 4).

Tabauna 4 — [lokazareJ i HMMYHHOIO CTATYCA Yy AIIMEHTOB C BPOKIEHHOI THEBMOHMEH U
HEOHATAJIbHBIM CENCHUCOM

Im1 2 I13 114 15 I16 7 18
[Ton MYX. MYX. MYX. KEH. MYX. KEH. KEH. MYX.
Cpoku rectauuu |27 Hex 26 Hen. 38 men. |34 men. |30 men. |33 mem. |32 men. |31 men.
Bec npu poxxaenuu |1200 r 950r 3450r |1650r [1480r ([1950r [1490r |2100r
HacropaxwuBaromye HeoHaT.  |HEOHAT. ITHEBMO- [HEOHAT. |HEOHAT. |ITHEBMO- |THEBMO- |ITHEBMO-
npusHaku [11]] CeIICUC, CEIICUC HUS CEIICUC |CENICHUC |HUA HUS HUSL
TREC (ma 10°/L) [1,03%10° [522*10° [7,41*10°|1,22*10°|9,52*10%(6,49*10° [1,02*10° |9,17*10°
Bospactnast Hopma TREC 6omee 6*10°/ ma 10°/L
KREC (sa 10°/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"
BospacrHast Hopma KREC 5,0%1075,0*10% na 10°/L
JIumdormrsr* 107/ 0,32 1,42 4,1 4,9 2,32 1,95 2,02 6,7
Hcxon JIETAIbHBIN |TeTabHBIN. |Oaromnp. |6maromnp. |6maromnp. |6iaromnp. |6maromp. |0xaromp.

Ilpumeuanue: *B KauyecTBE BO3PACTHONW HOPMBI yKa3aHbl pepepeHCHbIE 3HAUEHUS, IPUHSATHIE 110
Mecty BeinoaHeHus uccnegopanus B ['bY3 «/II'Kb Ne9 um. I'.H. Cnepanckoro JI3M.

IToka3zaTenu 3KCIM3HOHHBIX KOJIEIl Y MAallUeHTOB C BPOX/IEHHON MHEBMOHUEH HE OTInYa-
JUCh OT HOpMalbHBIX. Ha QoHe aHTMOaKTepHanbHON M MATOT€HETHYECKOW Tepanmud OTMEYEH
OnmaronpusATHBIN UCX0M. Y 2-X JeTell ¢ HEOHATATbHBIM CEIICHCOM OBUIM CHMYKEHBI TIOKa3aTeNn
KREC, y ognoro — nokazatenu TREC. JleTanbHblit HcXoa HACTymui B 2-X CiIydasiX B BO3pacTe
76 n 178 nueil. O0a pebeHKa UMeNM KPaiHIO CTENeHb HEeAOHOUIEHHOCTH (26 u 27 Hexnensb). B
OJTHOM cITy4dae BepU(UITMPOBAHBI BPOXKICHHBIE MOPOKH PA3BUTHSA (THITOIUIA3HUS JIEBOTO JIETKOTO,
AQHOMAJIMSI Pa3BUTHsI OPOHXOB, KOAPKTAIUS A0PThI), B IPYTOM — TshKelasi OpOHXOJIErovHast Jauc-
mwiazud. [lpencraBneHHble B paboTe CBEIEHUS MO3BOJSAIOT PEKOMEHJIOBATH KOJIMYECTBEHHOE
onpenenenue TREC u KREC y nereii ¢ HacropaxuBaromumu npusHakamu [IM]] B xauecTBe
BBICOKOMH()OPMATHBHOTO METOJIa HA PAHHUX ATAIlaX TUArHOCTHYECKOTO MOUCKA.

BriBoabl

1. MuHuMmanpHasi pacipoCTPaHEHHOCTh NMEPBUYHBIX UMMYHOAe(UIUTOB B CTaBpOIIOIb-

ckoM kpae coctasisier 3,1:100 000 HaceneHusi, COOTHOLIEHUE NAIMEHTOB MY>KCKOTO U KEHCKOTO
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nona — 1:2,03. B koropTe >kMBBIX MallMEHTOB MpeobnanatoT aetu (74,7%). Menuana Bo3pacra
O0ompHBIX nocturaeT 10 mer. CamoMy MiaAmieMy MaueHTy 3 Mec., cCaMoMy cTapiiemy — 74 roja.

2. B perucrpe nepBUYHBIX UMMYHOAE(UIUTOB CTaBpOMOIBCKOTO Kpast BEpH(PHUIIUPOBaA-
HO 27 mHo3zonorudeckux ¢opm [TM]]. MonekynsipHO-TeHETUYECKUH IUArHO3 TMOJATBEPKACH Y
38,6% OonbubIX. Hanbonee pacnpocTpaHEHHBIMU SIBISIOTCS A€(PEKThl T'yMOPaJbHOTO 3BEHA
(44,3%), BTOpOE MECTO 3aHUMAIOT KOMOMHUPOBAHHBIE UMMYHHBIE HAPYIIEHUS C CHUHAPOMAJIb-
HbIMH TIposiBiieHUsIMU (15,9%), TpeThe — nedexTsl aronurosa (10,2%).

3. IlpeobmagatrommMy KIMHUYECKUMU TposiBIeHUsAMHU nepBuyHbix MJIC sBnsioTcs uH-
dbexuuu (73,9%), pexe BcTpeyaroTcsl NpU3HaKU UMMYHHOU nucperynsiuuu (18,1%), onkonoru-
gyeckue 3aboneBaHus (4,5%), a TakkKe PEIUAMBHPYIONINE «XOJOIHBIC» OTEKU y IMAIUEHTOB C
HAO (8%).

4. 3anepkka B mocrtaHoBke auarrosa IIN]] cocramser 2,9 (0; 51) roma. Y nereit nep-
BUYHbIE IMMYHOIe(DULIUTHI JUATHOCTUPYIOTCS ObIcTpee (MenuaHa — 2,6 roja), 4eM y B3pOCIbIX
(Meauana — 3,5 roja).

5. TpaHcIaHTaMs TEeMOTIOATUYECKUX KJIETOK ocymecTBieHa y 11,4% 6onpabIX. [Ipe-
naparbl BHYTPUBEHHBIX HMMYHOTTIOOYIMHOB nony4atoT 21,5% manueHToB, HEMPEepbIBHYIO MPO-
TUBOMUKPOOHYIO Tepanuto — 17,7%, TapreTHble aHTUIIUTOKUHOBBIE Mpenapatsl — 8,9%. Jletannb-
HOCTh B Koropte 6onbHbIX [11]] B peructpe CK nocturaer 6,8%.

6. PerpocnexruBnoe onpenenenne TREC u KREC B cyxux maTtHax KpOBH HEOHATAIIb-
HOTO CKPUHHMHTA MO3BOJISIET UACHTU(PHUIMPOBATH HO30JOTHUYECKHE CUHIAPOMBI OTAenbHbIX [TN]]
KaK MPUYMHBI paHHEN aeTckoit cmeptHoctu. Y 11,6% ymepmmx gerel ompeaensercss 3HAYH-
tenbHOe cHIbkeHne TREC w/mmu TREC 1o HenmerekTupyembIX 3HaYSHHH, YTO TOATBEPIKIACTCS
KJIMHIYECKIMH U TTaTOMOP(}oIIornaeckuMu pu3HakamMu BpokaeHHbix UJC.

7. Pa3BuTHE aKUUIACHTAIHLHONW MHBOJIOLWU TUMYyca He CBsA3aHO ¢ mokaszarensmu TREC u
KREC y HoBopoxxaeHnbix. CHmkenue ypoBHs TREC naGmionaercs y HeJOHOILIEHHBIX JeTel CO
CpOKaMH TecTanuy MeHee 28 Heslelb, a TAKKe B TPYIIE MAlMEeHTOB C BPOXKICHHBIMU MTOPOKAMHU
CepAla ¥ MaruCTPAIbHBIX COCY/IOB, YKEITyIOYHO-KHIIIEYHOTO TPAKTA, IIOYEK ¥ MOYEBBIICITHTEITh-
HBIX TyTel, Oone3nbio JayHa.

IIpakTHyeckne peKoMeHIAUT

1. Omnpeneneane TREC m KREC wmeromoM MyNbTHIUIEKCHOTO aHaiHM3a y JETeH C
HACTOPAKUBAIOIIUMH MTPH3HAKAMH SBIISIETCS () (HEKTUBHBIM METOOM M PEKOMEHYETCSI TSI BBI-
spreHus neppuuHbix MJIC Ha paHHUX dTamax AUarHOCTUYECKOTO MOUCKA.

2. Tloxazarenn TREC u KREC moryT yuuThIBaThCs B KQU€CTBE JOMOJTHUTEIBHBIX MTPU-
3HAKOB HEOJAroNMPHUATHOTO MCX0/a Y OOJBHBIX C TSKEITBIMU UHPEKIMSIMA HEOHATATEHOTO TIePH-

o/1a (HeOHATAIBHBIA CETICHC, MEHUHTUT, THEBMOHU).
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3. Ompeneneane TREC u KREC y rny0OKOHETOHOIICHHBIX ACTEH M TAI[UEHTOB C
BPOXKJICHHBIMHU MTOPOKAaMH Pa3BUTUSL MOXKET ObITh PEKOMEHJOBAHO IPH OINpPEICIICHUN TaKTHUKU
3aMECTHTENBHON U TPOPHIAKTUIECKON aHTUMUKPOOHON Teparty.

4. VYuuteiBas runoauarnoctuky I[11]] va Tepputopun CTaBpOIOIBCKOTO Kpasi, IEIeco-
00pa3Ho aKTUBU3MPOBATh PabOTY C BpauaMU Pa3IMYHbIX CIEIMAIbLHOCTEN U BHEJIpEeHHE 00pa3o-
BaTENbHBIX IPOTpaMM, CHOCOOCTBYIOUIMX (POPMHUPOBAHUIO HACTOPOKEHHOCTH B OTHOLICHUH
NEPBUYHBIX UMMYHOJIC(HUIIUTOB C IETBI0 YMEHBIICHUS! BPEMEHH 33JCP)KKH UarHo3a U Mapui-
PYTU3alUY NAIMEHTOB B OT/IEJICHHSI IMMYHOJOTHYECKOT0 npoduiis (heaepaabHbIX YUPEKICHUN.

IlepcnexkTUBBI JaJIbHelIEH Pa3padoTKN TeMbI

JlanpHeWIe uccie0BaHusl U CHCTEMaTH3alus JaHHBIX O MalMeHTaX C IMEePBUYHBIMU
UMMYHOJC(PHUIUTAMH SBISIOTCS HEOOXOAUMBIMU il (DOPMUPOBAHMS PETMOHAIBHBIX U (exe-
paJIbHBIX MPOTPaMM IO BHEAPEHUIO CKPUHUHTOBOW TMATHOCTUKHU STUX TSKEJIBIX 3a00JIeBaHUN U
UX paHHEW Tepanuu C LEJbI0 YBENTWYCHHs BBDKMBAEMOCTH M YIYUIICHUS KaueCTBa KU3HU 3TUX
OOJIbHBIX.
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CIIMCOK COKPAIIIEHUI
AU — aknuieHTanbHast HHBOJIOLUS
BIIP — BpOXIeHHBIE IOPOKU PA3BUTHS
['KC® — rpanynonuTapHbIil KOJOHUECTUMYJIHPYIOMUN (hakTop
NJC — ummyHO 1€ PUITUTHBIE COCTOSTHUS
KNI — koMOMHUPOBaHBI UMMYHOIS(PHUIIUT
MCHO — Mexnaynapoaasiii Cor03 IMMYHOJIOTHYECKHX OOILECTB
HADIIN ]I — HanmoHaneHas acconualiys SKCIepToOB B 00J1aCTH MEPBUYHBIX UMMYHOAC(PHUIIUTOB
OBUH - o6mas BaprabenbHass HIMMYHHAsI HEIOCTaTOYHOCTh
[MN]] nepBUYHBIE UMMYHOC(HHUIIUTHI
CK — CraBponosnbckuil Kpaii
TI'CK — TpaHCcIIaHTalMs FTEMOMIOATHYECKUX CTBOJIOBBIX KJIETOK
TKU/ — Tsxenblii KOMOMHUPOBAHHBIM UMMYHOIE(HUITUT
XI'b — xpoHu4eckas TpanyjieMaTo3Hasi 00JIe3Hb
[IMBMU — nuromeranoBupycHast HH(PEKIUSI
APECED - autoimmune polyendocrinopathy-candidiasis-ectodermal dystrophy — ayrouMmyH-
Has TOJTUAIHIOKPUHOMATHS KaHAU103-9KTOIepMalibHas AUCIIIa3us
CD — xnacrep nudQepeHIMpOBKH — €AWHAasi CHCTEMa HOMEHKJIATYPhl aHTUTEHHBIX MapKepOB
(MeMOpaHHBIX OEJTKOB) KJIIETOK UMMYHHOW CHCTEMBI
CID —combined immunodeficiency — koMOMHHPOBAHHBI UMMYHOICPHUIIAT
ESID — European Society for Immunodeficiencies — EBporeiickoe 00111-B0 UMMYHOI€(DHITUTOB
IgM, IgA, 19G, IgE — xaccer anTHTEN
IUIS — International Union of Immunological Societies — mexayHapogHbIil CO03 UMMYHOJIOTH-
YEeCKHUX COOOIIECTB
KREC — kanma-aenenuoHHbIi 3IEMEHT KoJell peKOMOMHALINN
NBT — nitro-blue tetrazolium test — Trect BoccTaHOBIICHHSI HUTPOCHHETO TETPA30JIHS
SCID — severe combined immunodeficiency — Tsokénblii KOMOMHUPOBAHHBIA KMMYHOACDUITHT)
SDIgA — Selective deficiency IgA — cenexTuBHBII qeQUIMT UMMYHOTTIOOYIIMHA A
TREC — T-cell receptor excision circle — skcun3noHHBIE KONbLIA PeapaHKUPOBKH T'eHOB T-
KJIETOYHOTO perenTopa

XLA — X-linked agammaglobulinemia — X-criemieHHas-araMMario0y TMHEMHUS
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