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[TepBUYHbIE UMMYHOAEDULMNTDI

[MepBunYHble UMMyHOAePULUUTHBbIE cocTosaHuA (MNIC)
npeacTaBAAOT cCOOOM rpynny TAMKENbIX FrEHEeTUYECKU
NETEPMUHUPOBAHHbIX FETEPOreHHbIX BPOXAEHHbIX OWUOOK
MMMYHMUTETA, KOTOPbIE NMPUBOAAT K NPEAPaACNO/0KEHHOCTH
K QyTOMMMYHHbIM 1 BOCNA/IMTENbHbIM 3ab60/1€BaHMNAMM,

nmmoonponndepaumm n MHPeKunn.



https://www.ncbi.nlm.nih.gov/pmc/articles/PMC8176954/
https://dx.doi.org/10.3389/fimmu.2021.665621

Knaccupukanua I/ (2020)

MexAyHapoOAHbIN COI03 UMMYHOJIOrHYecKuX o61ecTB (International Union of Immunologic Societies - IUIS)

1) KoOMOMHHpPOBaHHbIE HMMYHO4ePULIUTHI,
2) KOMOMHHPOBAHHbIE HMMYHOAEGHUIUTHI C CAHAPOMAaJIbHBIMH IPU3HAKaMU,
3) nedUIMT aHTUTEI000pPaA30BaAHUS],

4) 3a60JieBaHUS C UMMYHHOM JIMCPETYJISALIUEHN,

5) BpoxxieHHbIe JledeKThl GparouuToB,

6) ne@eKTbl BDOXKAEHHOTO UMMYHHUTETA, =
7) ayTOoBOCHAJIMTE/IbHbIE 3a00JIEBAHUS,
8) medeKTbl KOMIJIEMEHTA,

9) peHOKONUU BPOKAEHHBIX HAPYILIEHUH,
10)aedeKTbl KOCTHOTO MO3Ta. FEELFFASF S S

Year of IUIS Report
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N* Genetic defects reported
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KosinyectBo naenrupunupoBaHHbix IIM/AC - 6o1ee 440 cocrossuusa (2021 roa).
l'enos IIU/] - 250, Ko/iIn4eCTBO reHHbIX AePeKToB - 430.
JTO MOYTH B 2 pa3a 60Jibllle, 4eM 5 jieT Ha3aa/!




INUAEMHUOJIOTUSA IEPBUYHBIX UMMYHOAE QUM THBIX
COCTOAHUHU B MUPpeE

TpagUIIMOHHO CYUTAJIOCH Ha camom feJie
OT He MeHee
11310000 1011350000 1:1000-1:5000
HOBOPOX/JAEHHBIX YyeJIoBeK




HACTOPAXKMNMBAHOUWLIMMX TTIPN3SHAKOB
NEPBNYHHOIO MMIMYHOLOE®VLINTA ¥ OETEA

MOHWWN
BA NV BOSNEE TSOXENBIX OBE v GONEE NHEB
OAHHBLIE BOCEMbBb NI GOJIEE n e e G
nono‘jl)-:%gﬁg;gTbB‘EHHgM rHOMHLBLIX OTUTOB 3A ron CHMHYCWUTA B TEMEHME TOOA LA

AHAMHESE Mo nnvun

HAPYLUEHWSA PELUVMOMBUPYIOLLIVME
HWUs NPWA
AHT“sﬁé(;EF\naanAﬂ nPogECEEoH).IS!':lEBAKUVIHAuMM NEPEBAPMBAHMWSA B NEPMOLO rMYBOKME ABCLIECCHI
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NPOBOOMMASA BONEE NABJIEHHBIMA reyogHoro BoO3pPACTA KOXXM M MSIFrKNX TKAHEW

B, BE3 D®PEKTA KUUBLIMNM BAKLIMHAMM
e (BLPRK, NOJMIMOMMETINT)

PELIMIOMBUMPYHOLLIAS CMCTEMHASA
AOABE vnnm sOJIEE NMEPCVCTMPYHOLLIASA XPOHMWYECKASA PEAKLINA MHOEKLMNS, BbISEAHHAS

FrEHEPAITN30OBAHHLIE KAHOMOO3HAS VMHDEKLIMA TPAHCIUIAHTAT- NMPOTUB-XO35AWHA ATUNMNYUYHBLIMMWA
MHDEKLIM KO>XXM1M M CIINM3MMCTbIX (HAMPUMEP: HESICHbLIE PUTEMbI MMKOBAKTEPMSMMWM

(MEHUHIMUT, OCTEOMMENWUT, CENTUYECKMA VY OETEW CTAPLLE 1 rooa ¥ QETEW MPYOHOIO BO3PACTA) e msdgasdaatiele ety G
APTPUT, SMINMUEMA NFIESPbLI, CENCUC) NMMDAOEHWUTLI)
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TAMENGBIE /" ATHMIOIMI1HEBIE BECOCIiIIANMITENLHOE CHMOIKEHME MOKASATENER ANMTENeHOE YEEFNMMYEMEHINE
HKOMHLOIE NTPOSEBNEHMS SABOMNEEBEAHME KMLUE-SHLIEA OEBILENO AFHANMIA KPOBMs FAMMMDOYINOES, TTEYEHMT,
1 OTEKS T PAHHMM HAMNATIOMNM CENESEHKIY

S PAFI TSADKENBIM TEIEHMIEM

SFHMAMMMITENILBHOE

MOBTOPHBIE DINIHM3I0O AL CONETAHME HECKONLBKIX OCOBBEHHHOCTM CTPOEHMS
YMEHMBLIIEFNIIE PASMEPOS X OPAKST A Y TOMMIMMYHHBI FILTLAA
THMYCA, NITVMMODSY3INOS BES OYYAINOE MHOEKLLLVIE HAFPYLULISEHMMIA, BEKNrOAS

M MMEMHIOA I Y OETELS SHAOAOKPMHCOINIATHMM



Teuenune INNUAC!

BoabmuHcTBO [TU/IC nposBASAOTCA MOBBILIEHHON CKJIOHHOCTBIO K PEUAUBUPYIOLIUM, TSKeEJ0 NPOTEKAIAM
MHPEeKIUAM; ayTOUMMYHHBIMU U OMYXO0JIEBBIMH 3a00JIEBAHUSIMHU

Tsxenbie popmbl ITU/C MeHee Ts2KeJible Gopmbl ITU/C

(kak mpaBuJ10 T-K/1€TOYHbIE NJIM KOMOMHUPOBAHHbIE) (xak npaBuI0 B-K/IeTOYHBIE)

\/ N4

Hecnenuduieckre pa3Hoo6pa3Hble MPOsIBJIEHUS

[lepBble ABa roja »*KU3HU - BPOXKJIeHHAsi HECITOCOOHOCTD

BblpabaTbiBaTh T- U B- tMMQOoLUTLI OcTaéTCA < 5
KOMHEHCHpOBaHHOﬁ dHTHUTEJI0-0IIOCpEAOBAHHBIM ~
MAaTe€pHUHCKHUM UMMYHHUTETOM 3a/ep>KKa NOCTAaHOBKHY IIPaBUJIbHOTO JMarHo3a U Ha3Ha4YeHUsl Tepanuu

NS -

H606paTI/IMbIe N3MEHEHHUA B OpraHnusme

JieTaJIbHbI€ UCXOJbI B IIEPBbIE€ IBA I'0Jid KU3HHU 3HA4YUTEJIbHOE CHUXKEeHUE KadyeCTBa KU3HHY,
. 3HaA4YUTeJIbHbIE PACXOAbl CUCTEMbI
yBeJINYeHHe WHBaJUAU3ALUU U JEeTCKOU
3/IpaBOOXpaHeHU
CMEPTHOCTH

PaHHSA NIOCTAaHOBKA AUArHo3a u CBOEBpPEMECHHAA NIATOr€eHETUYECKaA TePaIIuA ITO3BOJIAIOT BbIJICYUTDb
MHOTHX 00JIbHBIX C HI/IAC, d B APVIrux cjayvdadax o6ecneyuTb UM HOPpMAaJIbBHO€ KA4€CTBO KU3HH



https://link.springer.com/article/10.1007/s10875-019-00737-x#article-info

Taxenblt KOMOUHUPOBAHHbLIW
nmmyHoaedmnumt (TKUH, SCID)

Tarkenbih KombMHUpoBaHHbIM UMmmyHoaedunumnt (TKUH, SCID) ssnaeTca ogHOM 13
Hanbonee Taxxenoix dopm MU 1 nposBnaeTca HEAOCTAaTKOM UM OTCYTCTBUEM T-
nmmooumntos. B n NK-KneTkm moryt oTcyTCTBOBaTb MU HET B 3aBUCUMOCTU OT
MONEKYNAPHOro aedekra.

ITO COCTOAHME ABNAeTCA HeOTNOXHbIM

MMMYHONOTMYECKUM COCTOAHNEM U TpebyeT bbicTpou
ONArHOCTUKU U NeYeHUs




Taxenolh KOMOUHNPOBAHHBIM UMMYHOAEDULINT
(TKWH, SCID)

NB: BONbLINHCTBO HOBOPOXKAEHHbIX MOTYT Ka3aTbCsl 3,0P0OBbIMU MPU POXKAEHUN U OCTALOTCA
TAKOBbIMW B TEYEHUE MEPBbLIX MECALLEB }KU3HMU.

TaK NpoJonKaeTca 40 TeX Nop, NoKa BPOXKAeHHasA HecnocobHoCTb BbipabaTtbiBaTh T- 1 B-

NMMMGOLUTBLI OCTAETCA KOMMNEHCUPOBAHHOM aHTUTE/I00NOCPEAO0BaHHbIM MAaTEPUHCKUM
MUMMYHUTETOM.

Haxe npn Hannumm TKMH y mnapgeHues He cpa3y pa3BMBatoTCA BCE CUMNTOMbI
HopmanbHoe pa3sutue Ao 2-6 mec., ocobeHHO npu oTcyTCcTBMM NpuBUBKKN BCG
Ona anarHoctnkn TKUH orpomHoe 3HavyeHmne nmetoT aHamMHeCcTU4YecKMne AaHHble
[lnarHos ctaBUTCA cpasy, ecam B cembe ecTb (bbin) pebeHok ¢ TKUH

B ocTanbHbIX cayyaax — npu obpalleHnmn poamTenein B CBA3N C HAYaBLLUMMMUCA KANHUYECKUMU
NPOABAEHUAMM




Taxenbln KOMOUHUPOBAHHbLIW
nmmyHoaedbmnumt (TKUH, SCID)

TKUH maHudecTnpyet TAXKENbIM TEYEHMEM BUPYCHbIX M BaKTepUanbHbIX UHPEKUUN Y
MNageHLUeB yXXe B ABYXMeCAYHOM BO3pacTe

O6bI4YHO 3TN UHPEKLMWN HE NOXOXKU HA UHPEKLMU, KOTOPbIMM BONEIOT HOPMAJIbHbIE
netn (Hanpumep, 4acTble NPOCTyAbl).

NHpekunn y aeten ¢ TKUH moryT npoTeKkaTb ropasao TaxKenee n Aaxe yrpoxKaTb
XU3HU NAUMEHTA; K HUM OTHOCATCA MHEBMOHUA, MEHUHIUT U UHPEKL NN KPOBMU.

Kputepuun gmnarHosa: runonnasma AMMPonaHoOM TKaHn, AIMMPoneHna, CHUKeHme T-
KNEeTOK, CHUXKeHue |g, paHHee Havyano TaKeNbiX MHPEKLMIM, HEPeaKO - CEMENHbIN
aHaMHe3

KnnHuka: ynopHaa anapes, UHPEKUMM KOXN U CAN3UCTbIX (BaKTepun, rpmnbdnl),
6poHxuTtbl, PCP, CMV, Herpes; BCG-uHpekuma (!); otrctaBaHme B pum3. n ncumx.
Pa3BUTUM




BCG-itis







Failure to thrive - HecnocobHOCTb K XU3HU
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| Failure to thrive and candidiasis







T-numdoneHnA. arpaHyrnounTos, cencuc, rpnbkoebin
aAepmMatuTt nu MyKosuT, BLPK-UT nokanbHbIA




IcTopuyeckaa crpaBKa

MepBaa npeanoxKeHHana cTpaTernsa BKAYana CKPUHUHI KaXKa0ro
HOBOPOAEHHOrO C NOJIHbIM aHA/IM30M KPOBU ANA onpeaeneHus
Konndyectsa IMMPoLUNTOB

BnocneactBum paccmaTpuBanca TakKe CKPUHUHT MYNOBMHHOW KPOBU
Ha nonynAaumMu T-KNeToK MeToA0M NMPOTOYHOM LIUTOMETPUN; OAHAKO,
YYUTbIBASA, YTO TaKOM cnocob oTHMMaeT MHOro BpemMeHu un Tpebyer
6onbwmnx PMHAHCOBLIX 3aTPaT, OblZIM PAaCCMOTPEHbI APYrne meToabl
CKPUHUWHIA ANA BbiABAEHUSA T-KNeTouyHOW AMMPONneHnm




IcTopuyeckaa crpaBKa

B 2004 roay SCID 6b1n1 npn3HaH paccTPOMUCTBOM, KOTOPOE COOTBETCTBOBA/IO BAaXKHbIM KPUTEPUAM
ANA BKIIOYEHUA B CKPUHUHT HOBOPOXKAeHHbIX (NBS) Ha KoHbepeHUmM LIeHTPOB NO KOHTPOAO U
npodunakTuke 3abonesaHnm

B 2005 roay YaH m MNak onyb6/11MKoBa M OCHOBOMO/1aratoLLyto CTaTbi, ONMCbIBAIOLLLYIO M3MEPEHUE
KPYyros ncceyeHma T-KNeToUHbIX PELENTOPOB, BblAE/IEHHbIX U3 NATEH 3acoxwen Kposu NBS, Kak
NOTEHUMAaNbHbIM NONYAALNOHHBLIN NoaxoAa, K naeHTudumnkaumm mnaaenues ¢ SCID.

B 2008 roay BuckoHcmHcKaa nporpamma NBS nepBow BHeApuAa MONEKYNAPHbIN CKPUHUHT AN
SCID ¢ ucnonbzoBaHmem onTMMmnsnpoBaHHbIX metogos BbiaesneHna AHK v OT-IMUP ana TRECs

B TeueHune cnegyrowmx 8 net wratbl 1 Tepputopumn CLUA gobasuam SCID B cBOM naHenu, n K
KoHUy 2018 roga Bce nporpammbl NBS CLUA npoxogunu nposepkKy Ha SCID

PaHHAa mexayHapoaHaa paboTta nposogmnack B AnoHun u LLiBeuumn, a nporpammsl B
Bennkobputanuu, N3paunne, Ucnanun, Hnaepnangax, bpasununn, TansaHe, PpaHumu,
Cayanosckoun Apasuu, KaHage n Hopsermu




HeoHnaTanbHbI¥ CKpUHUHT ITA/IC B MUpe

Craryc c HUH

CKpUHUMHTI BKJ/IIOYEH B
HAIlMOHAJIBHYIO IPOrpaMmy

PervoHajbHOe BHeApeHUE
CKpUHUHra

I[IM/IOTHBIY CKPUHUHT
NPOBOAUTCA WIM YKe IPOBeAEH

https://pidlifeindex.ipopi.org/#/en/principles/world-map e
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CrpaHna

CoeguneHHsle llITaTel AMepuku (Bce 50 mraToB, Okpyr Konymous,
[lnemena Haaxo), lepmanus, lliBenusi, HopBerus, lanus,
lliBeninapusi, U3pauas, J/iuBaH, HoBast 3esanaus, [lyapto Puko

Kanapga, Ucnanusa, Huaepaanabel, BbeTHam

®panuus, PP, Kazaxcras, I0xxHasa Kopes, bosirapus, ABcrpaaus



YyeHble MHCTUTYTa XMMMNYECKOU
bunonorun n pyHaAaMeHTa/IbHOMU
meanumnHbl CO PAH coBmecTHO C
[leTckon ropoacKkou
KNMHMYeckon bonbHmnuem Ne 9
(ArKB N29) umenu I.H.
CnepaHckoro (MockBa)
pa3paboTann oTeYeCTBEHHYIO
TEeCT- CUCTEMY ANA PAHHEro
BbliABNeHua geteun ¢ NMNAC

)
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HA HIOBPETEMME

N 2587540 ",3

CHOCOB IMATHOCTHKH COCTOSHUS HMMYHHON
CHCTEMBI HAUMEHTA W HABOP IIPAHMEPOB, 30H10B
- H CTAHJIAPTHBIX OBPAZIOB /LISt KOAHYECTBEHHOR
OHEHKH JIHK MOJEKY.I TREC, KREC M KOTHYECTBA

TEHOM OKBHBAJTEHTOB JIHK

Harenrondi ure nd v) Oblecmen © o:panusennoi
omeemcmecunocmsw ABB-TECT (RU)

Awrop(u) I Mapun Ave (RU), Hpodeyc
Anopei Hlemposuv (RU), @wiunenxo Maxcus leonudosus
(RU), Kopcynenuic Hasn Anamoseeuy (RU)
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750 000 HYEJIOBEK B MUMPE
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M 90% N3 HMNX HE SHAIKOT
O CBOEM AMVNATHOS3E?

MAC NprBOAUT K PasBUTHIO
TAMENbIX XPOHUHECTKMNX
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Tepanuu, passnTUIO ayTONMMYHHBIX
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Ten /daxc: +7 (495) 988-47-94




KosindecTBO TREC u KREC aBi1geTcsa
3HAYUMBIM [IPOTrHOCTUYECKUM
Mapkepom IIN/IC y HOBOPOXXKAEHHBIX
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MeToauka onpeaesieHusi ypoBHsI TREC u KREC (Ha6op peareHTOB «BUT-TeCT»)
006J/1ajaeT BCeEMU He00X0AUMBbIMHU CBOMCTBAMMU AJIS1 BK/JIIOYEHUS B IPOrpaMmy
HEOHATAJIbHOTO CKPUHHUHTIA




000 «ABB-Tec» 143026, Mockga 1, CkonkoBo HuroamuorHroro [{entpa tep, Hobens yi., oM Ne 7, stax 2

r. Mocksa, Poccs Yacts ITomem. 51, Ten./akc +7 (495) 680-49-27; e-mail: info@abv-test.ru PedepercHple 3HaueHHs
IMACIHOPT 'Ng I'pannunbie 3aauenns konnii TREC Ha 10° K1eToK B 3aBHCHMOCTH 0T BO3pACTa (IeIbHAS KPOBB)!
Habop pearentos 114 auarsoctukn in vitro «BuT-Tec» 111 kommuectsennoro onpegeaenns JHK TREC u KREC metozom pasHoit it p B TREC 0-1 rox 1-6 1eT 6-18 et
pexnyme peambHoro Bpemenn mo TY 21.20.23-001-17608775-2017 Mun 200 %0 30
Kommexr |

Kat. No Howmep cepmr: 20002 I'pannunble 3Hauenns konnii KREC Ha 10° K71eToK B 3aBHCHMOCTH 0T BO3PacTa (1eIbHast KPOBB)
TV 21.20.23-001-17608775-2017 Jlata Bemycka:  10.12.2021 KREC 0-1rox 1-6 et 6-18 mer
KommuecTBo onpenenermii: 50 Cpoxk romHocr: 06.2021 Mux 250 100 40
Komryectso Habopos: 200 Jlata Beigaun macmopra: 10.12.2021 7

VCI0BIIS XPaHEHIIA: TIPH TeMIepaType 0T MiHyc 16 10 Miryc 25°C B TeyeHHII 6 MecsIeB.

VCII0BIIA TPAHCTIOTIpOBAHILS: TpIl TeMTepaType 0T AJIHye 16 0 Mityc 25°C. I'pannunbie 3aa4enns konnii TREC 1 KREC Ha 10° K1eToK B cyXHX IATHAX KPOBH (CKPHHHHT HOBOPOKIeHHBIX)

y“a:‘(g:m‘l‘gg’gxm‘ Cootsercaite Tpeoparm TY 21.20.23-001-17608775-2017 COOTBETCTBYET TREC 450
H Jlata c KomruecTso P KREC 250
HarMeHoBaHIe NOKa3aTens OMEP - sroroBnen POk XapaKTepICTIK I HOPMBI B Habope CIVIBTAT
cepun | o TOJHOCTII KOHTPOTA
«SXIIIP-bydep» — Oydep 114 L mp.
HOMepa3HOR IemHoli peak- 20002 122020 | 09.2021 | mpo3payHas KIHAKOCTH (0.3 M), COOTBETCTBYET
«mp SCMECh) = CMeCh 20002 122020 | 09.2021 | TPO3paHAL KIIKOCTS CBETIO- L np. COOTBETCTBYET 3aKrouerne: ceprs cooTBeTcTByeT Tpebosariam TY 21.20.23-001-17608775-2017
T0TIMepa3HOIT IEMHOI peakiy (roneToBoro eTa (0,5 nr)
«Tag-noammepasa» - Taq 20002 122000 | 092021 TPO3payHblil GecLBeTHbI BA3KIIT 1 mp. W Hauamsrnk OBTK Ilesepma J.B.
TOMMepa3sa s ' g PacTBop. (0,06 m1) Y
«K1» - kammibparop | 20002 122020 | 09.2021 | mpo3paynas OeclBeTHAS KIIKOCTD | ;o l, fp o COOTBETCTBYET
Tabnuua
TREC/KREC B pa3nuuHbix BO3PACTHbIX Fpynnax 30poBbiX AOHOPOB
(Bupcr.rqu, TREC wa 100 000 knerox KREC xa 100 000 xnetox
m m ledical Immunoi issia,
Ssioria 10 = 994 mopeasssint) e oo HMMYHOAORUNECKUE MEmODbL Mol nvicys
0-1(n=11) 2717,36 (1212,83-12602,67) 4663,96 (2157,54-20237,37) Ca01s. crisropiakn - Immunological methods ¢ 25 spy rasct
1-2 (n=10) 2581,61 (974,58-7988.63) 3981.06 (2134,04 -11253,94) PASPABOTKA HABOPA PEATEHTOB
2-6 (n = 53) 1662,79 (592,49-5339.33) 2078.20 (811,57-5205.42) b e TR
= < OHK TREC U KREC B LIEJIbHOU KPOBU U CYXUX MATHAX
6-12 (n=23) 666,19 (324,58-1775,18) 1053,10 (617,07-1887,67) KPOBY METO/IOM MY/IETUMNEKCHOV NLP B PEXVME
12-18 (n=7) 452,50 (141,90-881,25)" 328,45 (180,38-464,77) PEAJIbHOIO BPEMEHU

Mpumeyanme. * = 25-i u 75-i nepuerTnn.




CxeMma ckpyuHHUHTra TREC 1 KREC y HOBOpPOXKAE€HHBIX C
HcnoJsib3oBaHueM MmyabTuIieKcHOH IIHP-PB (buT-tecT)
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Boiaenenne OHK AHanmMs gaHHbIX

Habop peareHToB Ans
BblageneHuna AHK 13 uenbHom

Habop peareHToB «BUT-TeCT» ANS AMATHOCTUKM
in vitro pns KONMYECTBEHHOTO onpeaenieHus
KPOBW M/ CYXMX NATEH KPOBY OHK TREC 1 KREC meTogom MLP-PB




[Ipumep pe3syasTaTa onpeneaeHusa koindectsa TREC u KREC

th.H.0. nayuenma: N wb:
MTox: flama poxco.: 13.11.2017  Kamezopus: AMOYNatopH. | IDp:
Pe3yabTaThl HCCIEA0BAHUSA  TwerXe | )
Omocienie: AIMMYHONATONOMMA [flama nevamu: 19.01.2018 09:58  /Ds:007955 R
Tun mamepuara:  BeHO3Has KPOBb Jama pecucmpayun: - 15.01.2018 10:40 Jama ewnosnenusn: 19.01.2018 09:57
Mecmo e3amun:
Omgr, | Teem Pe3y1oman Eo.uzvepenun Pecpepenmusiii unmepear
MMMyHOIOTMYECKOR MCCNeHOBaHKue / \
TREC — 0 _— Bo3pacT pebeHKa: 2 mecAauga;
HOPMEl DE3VALTATOR (uun_.,,-u;\,) rto BO3pacTaM:
g0 1 rom .2¢10%5 - 1.6*10°5 > TREC = 0 Kon/1075
| - & fnem -.J 1074 - 3.2*%1025 _ A
6_ J.d nem "1.3 ln 3 = 7.9 CA‘ KREC_OKOI-I/]-O 5
12 - 18 ner 2.3410*3 - 2.5*10%4 3aK/nuyYeHue:
KREC <0 xon/10%5 > T- 1 B-kneTouHasn
HopMa pesysnbTaTa AAR geTed 2o 18 mer
6 SHimcwici o wone L 0A(DA8 = 1o iviER TAYKENan KOMBUHMPOBAHHaAA
MMMYHHAA HeJOCTaTOYHOCTb

\(TKMH) /




CkpunuHr TREC u KREC no3BoJisieT BbISIBUTb 3a00/IeBaHUAA
conpoBoxkaawumuecsa U/l 1o Mmanudpecrauum ux
KJIMHUYECKUX NIPOSIBJIEHUH

Hu3kue ypoBau TREC Huskue ypoBau KREC

e TKUH; * Tarxe bl KOMOVHUPOBAHHbIN

UMMyHoLedUuuuT (T-/B-KieTok
* Cunapowmsbl Ju hxopmxy, Jlyu-bap, yHoAepuumT (T-/ )

.  X-cuenyieHHass araMMaryiooysinHeMus (XLA)
BuckorTa-Osiipuya, Hunmerena, HyHaHa,

 XLA-ntos106HBIE paCCTPOUCTBA
AxobceHa, PpuHca, PeHnenHuHra, Kabykuy, a p p

ECC, CHARGE, CLOVES, Jlepurut DOCK 8; * MaTepUHCKass UMMYHOCYTIpeCCHUS
* Tpucomusa 18, 21;

* Jlpyrue nuToreHeTU4YeCKHE HapylleHUs

CBoeBpeMeHHOe BbisABJIEHUE TAKUX 3a00/IeBaHUHU MO3BOJISAET pa3padoTaTh
3¢ PeKTHUBHYIO IPOrPaMMy MOHUTOPHUHIA U CONPOBOXKAEHUS AeTeHd U3
rpynmnsl pucka no passutuio [IMAC




CKPUHWUHT
HOBOPOXAOEHHbIX
® 0 0O

Ha 4-5 cyTkn y pe6eHka 6epercsa KpoBb

DeHUNKemoHypusi - reHeTudeckoe sabonesaHne, cBA3aHHOE C
nNedUuLIMTOM Unm oTcyTcTBUEM bepMeHTa, KOTOpPbIA HeoBxoamum
A8 nuueBapeHuns deHunanaHmHa B TOPO3UH.

i .
: -

AdpeHoz2eHUMalIbHBLIU CUHIOpPOM - 3TO 3aboneBaHue BbI3BAHO 3

n3-3a orcyrcremnd oqHoro na3 Q)epMeHTOB orTBeHarLulee 3a CUHTES3 KOpTVlSO.ﬂa ’

|

BpoxOeHHbLIU 2unomupeos - HapyLlleHne CTPoOeHUs WNTOBULAHOMN Xenesbl U

i nedekTbl BuocuHTe3a ropMoHOB 3TOW XKenes3bl. i




[lepcneKkTnBbl B POCCUK

C 2022 ropa B P® CKPUHUHT HOBOPOXKAEHHbIX byaeT BKAtOYaTb 36
HO30/10TUMN:

MonekynapHo-reHeTudeckmne metoabl (MUP)— cnnHanbHO-MblWeYHas
aTpodunAa N NnepBUYHbIE UMMYHOA4EDULINTDI

TMC- 29 3abonesaHum

broxmmunyeckmne metoabl- BpoXKAeHHbIW rmnotmpeos, AlC.
MyKoBMCUMNA03, ranaktozemmsa, oepmumt BUMoTMHUAA3bI




[OTOBHOCTb K NPOBEAEHUI0 MacliTabHOro HeoHaTanbHoOro
CKPUHUHra

1. Ceepanosckas obnactb

2. Huwxeropoackas obnacrb
3. YensbuHckas obnacrtb
4. MypmaHckas obnactb
5. Npumopckun kpan

6. Mockosckas obnacTtb
7. r. Mocksa u r. CaHkr-lNeTepbypr
8. Kemeposckas obnacrtb

9.
n

Kanuuunrpaackas, Opnosckas, Kuposckas, Capartosckas, Camapckas,
eHuHrpagckas obnacrtu, Kamuartckum kpam n pecnybnuka Caxa-Hkytus.
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MHHHCTEPCTBO
3apaBooxpaHeHHs HHKeropoackoH o0/1acTH

IIPANKAS3

r. Hasmms Hoeropoz

-

O nDpoeeJeHHH NHJIOTHOIO HPOEKTa OO
HeOHATAJIbLHOMY CKPDHHHHTY Ha BEIAB.IeHHE
THKeJbIX GopM NepEHYHOr0 HMMYHOZedHOHETA
¥ HOBOPOXAEHHBIX MeTOJOM KOIHIEeCTEEeHHOIo
onpeaenenna JHK moaexya TREC u KREC

]

B COOTEBETCTBHH C IpHKaz0oM MHHHCTEPCTEA 3AP3AB0OXPAHEeHHA H COIHAIBHOIO
pa3zeHTHA PoccuHiickoH Pegepamur ot 22 mapta 2006 r. Ne 185 «O maccoeoMm
OOCIeJOBAaHHH HOBOPOXIASHHEIX JdeTed Ha HacleICTBeHHBIE 2300IeBaHHAY.
npHEEazoM MHHHCTePCTE2Z 3IP3BOOXpaHeHHA PoccHHcKOH PegepanuE oT 15 mexadpa
2012 r. Ne 9218 «O0 vTRepxieHHH [lOpAOKa OKAa2aHHA MeJHIHHCEOH IOMOIIH IO
npodHIIO «HEOHATONOTHA», B pPaMKaxX pacIIHPeHHA HEOHATATBHOIO CEPHHHHTA,
OpPTraHH23aIHH MAaCCOBOTO O0OOCIeZOE2HHS HOBOPOXKIEHHBIX C NeIBK CHHXEHHA
MI3ageHYIeCKOH CMepTHOCTH H HHBAaIHAH3ANHH JeTeH N0 NpHYIHHE HACIEeICTBeHHEIX
3a0oneeaHHA
OPHKAZEE A

1. VIBepauTs:

1.1. IIpoToKOI HNpOEBeJeHHA MAaCCOBOT0 OOCIeJOBAaHHA HOBOPOKISHHEIX JeTeH
H2a HacJIeICTEEHHEE H EBPOXJeHHEIe 3230071eBaHHAE — THXKeNEIH KOMOHHHDOBAHHEIH
wvmyyHOgedHUHET (ganee — TKH) u T- m B-kinetounsie aumdoneHHH (Jamee —
ITporokoa) (mpuinoxerHe Ne 1);

1.2. maMaTKy And poJHTeNed O MepEHYHOM HMMYHOAedHHHTe (Jamzee —
mamATEa) (mpunoxenue Ne 2).

2. OpraHH20BaTE HA TEPPHTOPHH HHEKEropoACKOH OOIACTH IHIOTHBIH

IOpOeKT OGCJIS}.!OBZHHX HeJOHOONIeHHEIX HOBOPOXKIOCHHEBIX Ha TSKEIBIH

KOMOHHHPOBAHHEIA HMMVHOAeDHITHT H APYTHE EPOXIeHHbEe THM(ONSHHH MeTOZOM
xonagecTeenHoro ompegenesud JHK momexyn TREC u KREC (3KCHHZHOHHBIX
xonen T- #H B- KI1eTOYHEIX PEHEeNTOPOE THMQOLHTOR).

3. TmaeweiM Epadan [BY3 «Huxeropoackas JgeTckKad oOJacTHas
KIHHHYeCKad OoasHHNA», I BY3 HO «[leTckad ropoicKas KIHHHIECKAaA OOJIBHHIIA
Nel ITpuokckoro paidioHa r.H.Hoeropoaa» (I'ypeeea EB.), IBY3 HO «I oponckas
KIHHHYecKad oOonapHHIA Ned40  ArTtozaeoackoro  padonHa r.H.Horopopa»
(Manyi#inesko O.B.), T BY3 HO «/[[zepXHHCKHH NepHHATAIBHENI HeHTp» (PBUKOBA
H.K.) obecneduTs:

3.1. npoRegeHHEe MHIOTHOTO MPOSKT2 IO HEOHATAIBHOMY CEPHHHHIY Ha BEIABIeHHE
TAKENHX QOpM BPOXISHHEIX OIMMHOOE HMMVHHTETa (IepBHYHOTO HMMVHOJZeOHIHTA) ¥
HeJOHOPIISHHEIX HOBOPOXJAeHHEX HHEXEropoJcKkoH 00IaCTH MeTOZOM KOIHIECTEEHHOTO
ompegenesaas JHK wmomexyn TREC m KREC (Mapxkepoe T- u B-xKiIeTogHOro
maMdonosza) (gazee — [THIOTHEIH OPOEKT):

3.2. oOcnegopaHHe HOBOPOXKIEHHEIX  JeTeH Ha  HACIeACTBeHHEIe H
BpOXJeHHEIe 2200JeBaHHA, ACCOOHHPOBAHHEIE C  BPOXIeHHBIMH OIIHOKaMH
HMMVHHTETA, BEII09ad NepBEHIHEe EMMYHODedHOHTH (ganee TTH ).

4. H.o.rmaeHoro &epaga IBVY3 «HHXKeropoackas JeTcKad O00IacTHAA
KIHHHYecKad oonpHHNR (I ypeeea E B.) odecnednTs:

4.1. npoBeeHHe HCCIeZOBAaHHH IO KOJIHYECTEEHHOMY omnpemeneHHx TREC =
KREC v HEeZOHONISHHHX HOEOPOXISHHEX HHXKEropoackoH o00IacTHE B 1Ta0OpaTOpHHE
ITBV3 «HmExeropoackasd JeTCKad 00JaCTHAA KIHHHYECKAd OOIbHHIAM:

4.2 mepenady HEHQOPMAIHHE O CIVYAIX BEIABICHHA HOBOPOXJEHHEIX C BEICOKHM
packoM TKHI u apyreEx Oone3HeH., CONPOBOXEJAAeMEIX TAXenoH auaMbomeHHeH, B
MeJHIOHHCEHE OPTraHH3alHH HHXeropoacKoH odnacTd (rge HaOmOgaeTcd H Ie9HTCA PedeHOK)
OTBETCTE@HHEIM COTPYIHHEAM 32 HEOHATaJABHEIH CEKPHHHHT H IJ3aBHOMY BHeIITAaTHOMY
TeHeTHKY MHHHCTEpPCTEA 3IPaBCOXpaHeHHA HHxeroponcko# odmacty AxcaEoeod X.D.

4.3. KOMIUIeKCHOE MeIHKO-TeHeTHYeCKOe KOHCYIBTHPOBAaHHEe JeTeH C BEICOKHM

puckoMm TKH] u apyrux 0one3HeH, CONPOBOXIAEMEIX TIXeI0H NTEMOONeHHEeH, TTaBEHEIMHE

BHeIITATHEIMH CIIemHaTHCTaMH MHHHCTepPCTEA 3AP3aBOOXPAHEHHA HE)KGI‘O]JOIICKOi




o0mnacTH reHeTHEOM AxcZHOBOH X .@. H anmepronoroM-EMMyHOIoroM Tumodeeroin E.B.

4.4, OpPraHH3aIlHOHHO-MeTOAHIeCKOoS CONPOBOXISHHE OedTeIBHOCTH
MeJHIIEHCKOTO MepCcOHANa, NPHHEMAKNIEro y4acTHe B [IHIOTHOM IpOEeKTe;

4.5. mpeJoCTaBIeHHE OTYeT2 O NPOBeJeHHH HEOHATANBHOIO CEKPHHHHIAZ Ha
TeppHTOpHE HHXKEropoACKOH 00JaCTH B MHHHCTEPCTEO 3IPABCOXpPAHEHHA, EKIKYHE B HEro
CBEeJeHHA O NPOBeJeHHH HCCISJOBaHHH MeTogoM onpedeneHus TREC u KREC.

4.6. oxa3aHHe MEJHIHHCKOH MOMOINH AeTAM C BEICOKHM pHckoM TKH u apyrux
OonesHelH, CONPOBOXAdeNMEIX TAKeEIOH THMONeHHEH.

5. T maeHEBIM BpadaM IroCyAapCTEeHHEIX OIOKETHEIX VIpeXIeHHH 3PaB00XPAHeHHA
HuxeropoackoH 00IaCTH OOSCIIEIHTE:

5.1. uEGOpPMHPOEaHHE pOAHTeNeH (2aKOHHEIX NPEeJCTABHTENISH) HOEOPOXIEHHEIX O
NpOBeJeHHH OOCTeJOBaHHA HOBODOXJEHHEIX Ha HACIeJCTESHHEIE H EBpPOXJeHHEIS
2200/eEaHHA, aCCOUHEPORAHHEIE ¢ BPOXISHHEIMH OITHOKAMH HMMVHHTeTa, BEmodad [T, B
COOTEETCTEBHH C IMaMATKOH;

5.2. TpaHCHOPTHPOBKY JeTeH C BHCOKHM pHckoM TKHI H gpyrex Oole3HeH,
COMpPOBOXAAeMBIX TakenoH maumbonenueidi, B I'BY3 «Hmxeropoackas gerckad
00IacTHAA KIHHHYECKad OOJIBHHIIZ» B CPOK J0 48 9acoR OT MOMEHT2 HOIyIeHHA
HHQOPMANHH H3 J1a00PaTOPHH O BEICOKOM PHCEE.

6. KoHTpomp 32 HCHOIHEHHEeM HACcTOAINEro IIPHKA3a BO3IJTOXKHTE HA

3aMecTHTeRI MHEHHCTpa Kapmoey I H.

M _o.MHHHCTpA I B Muxannoea
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Laprrieavaneiizae 1

IIpoToKoOI
IpoBeJeHHsI MAaCCOBOro 00CcIeI0BaHHS HOBOPOKIeHHbBIX JeTell Ha
HacjIeICTBEHHbIe H  BPOXKIeHHbIE 3a0oneBaHHA —  TSEKeJIbIH

KOMOHHHPOBaHHbIH avMMyHoZepunET (TKHT) B T- B B-KiIeTo4YHbIe

fnnlgonennn

1. Hactoamuii [IpoTOKOI peryaapyeT BOOPOCEl OPraHU3allHH IPOBeIeHHd
B MeOHUIIMHCKHX OpraHH3anHsaxX HIDKeropoACKOH  O0OIAaCTH  MacCOBOIO
oOclIegOBaHHS HOBOPOXKAeHHBIX JeTeli Ha TKMI ® IpyrHe BpoOXIeHHEI
auMOOTeHHH, ABIAIONIHEeCS HAacIeACTBeHHBIMH H BPOXIeHHBIMH 3a001eBaHHAMH, B
IeIdX HX paHHero BHISBIEHHA, CBOeBPEeMEeHHOIO JIedeHHA, NpPOoPHIAKTHKH
HHBAIHAHOCTH H pAa3BHTHA TAKeIblX KIHHHYSCKHMX IIOCISACTBHH, a TakkKe
CHHDKeHHS] MIaJeH4YeCKOH CMepTHOCTH OT HACIeOCTBeHHBIX H BpOKIeHHBIX
OomnesHeH.

2. 3a0op KPOBH Y HOBOPOKIAEHHBIX OCYINECTBIIIETCS B MEeTHIHHCKHX
OpraHH3anmuax HHKeropoJckoH 0071acTH B COOTBETCTBHH ¢ PeKOMeHIamHIMH IO
3abopy o0OpasmoB KpPOBH IIpH MpOBeJeHHH  MacCcOBOTO  00CIeJOoBaHHA
HOBOPOKIAEHHEIX JeTel Ha HacIeACTBeHHble 3a0OTeBaHHA, (HeHaTaIbHBIH
CKPHHHHI HOBOPOIEHHBIX) VIBepKIeHHBIMH IIpHKasoM MHHHcTepcTBa
3apaBooxXpaneHHd HIKeropoIcKoH 00IacTH oT 15 mroHs 2006 r. Ne596-B
«O MaccOBOM O0CIeIOBAHNSI HOBOPOKIEHHBIX JeTeil HuKeropoacKo# odIacTH Ha
HaclleJcTBeHHBIe 3a001eBaHHA» C YKa3aHHeM Ha TecT-O1aHke «+IIMM». TpeOyertcs
B34THe JONOIHHTeIbHOro (IecToro) mATHa KPOBH CTAaHZAPTHOIO pasMepa I
JaHHOTO HCCJIeJOBaHHA.

3. JlabopaTopHBIe HCCIIEAOBAHHA 00pasNoB KPOBH HOBOPOKIEHHEIX JeTeH
OCYIIECTBIITIOTCS B 1Ia0OPaTOpHH MOJIEKV/IIPHOH IOHArHOCTHKH [bHbY3 HO
«Hipkeropozackas 0o0OIacTHAg OeTCKasd KIHHHYecKas OOJbHHIA» B CPOK Jo 20
OHeH mocie MoIydeHHS oOpasia KpOBH.

4. IIpH NOJIyYeHHH IEepBHYHBIX pe3yIbTaTOoB OOCIeJOBaHHI B
7TadopaTopHH HeOHATATbHOro ckpuHHHTA I Y3 HO «Hipkeropozackas odracTHas
IJeTcKas KIHHHYecKasd OOIbHHIA» GopMHpyeTcs TPyNNa PHCKA HOBOPOKISHHBIX
II0 HaclIeACTBeHHBIM OonesHaM mvMyHHTeTa (TKH 1 ap.).

5. IIpu noay4YeHHH HHPOPMAaHH H3 KOOPAHHAIIHOHHOH TpYIIEI
7I1abopaTOpHH HEOHATATHPHOIO CKpHHHHTA I b Y3 HO «HipKeropoackas odracTHas
JeTcKas KIHHHYecKas OOIbHHIIA» MeIHIIHHCKOH opraHHsalnfei ocyniecTBIIeTcs
TPaHCIIOPTHPOBKA fdeTeifl ¢ BBICOKHM pHCKOM TKIHJ] ©W OpyrHX OOmesHeH,
CONpPOBOKIAaeMbIX TsDKenoH muMdonenmeidi, 8 IBY3 HO «Hmxeropoackas
obiacTHas JeTcKas KIHHHYecKas OOIBHHIA» B CPOK A0 48 wacoB OT MOMeEHTa

LIUULy AVLINA rULpUpsianrin.

6. IIpoBedeHHe  MOIeKYIIpPHO-TeHeTHYeCKHX  HCCIeJOBaHHH  IIpH
BBIABIIEHHH Y HOBOPOXKIEHHOTO peOeHKa HaclaeACTBEHHOTO HIH BPOXKISHHOTO
3a00/IeBaHHT MOKeT OBITh OCYIIecTBIeHO Ha Dase JeHCTIBVIOImeH TadOpaTOpHH
MOIeKYyISpHOH AHArHOCTHKH I BY3 HO «Hmxeropoackas oblacTHas AeTcKas
KIHHHYEeCKas OOIbHHUIIAY.

1. JlabopaTopHBI KOHTPOIb JIedeHHS AeTed ¢ HaclIeICTBeHHBIM HIH
BPOXJeHHBIM NepBHYHBEIM HMMYHOJAe(HIIHTOM IPOBOJHICH B OTAeIeHHH aLIepro-
pMMyHOTOrHE IBY3 HO «Hmkeropoackas oOOJacTHAS JeTCKasd KIHHHYeCKas
OOMBPHHIIA».

8. MegHKO-reHeTHYeCKOe KOHCYIbTHPOBAHHe CeMbH, HMeromeH peOeHKa
C HacIeICTBeHHBIM H BPOKISHHBIM 3a0olIleBaHHeM, OCYINecTBIIIeIcs B I bY3
HO «Hmxeropoackas o0IacTHAS JeTCKasd KIHHHYeCKas OOIBHHIIA.




Ipmaoxesnea 2
ITamarka

aas poxHTedeH 0 MePEHYHOM HMMYHOAedHOHTE
IIpuunnaa §0de3HH H OTKYAA OHA MOKET NOABHTbHCA ¥ pedénxra.

Hepenunepiii amMvyHojgeduuut (M) — sTo rpyona HacaeICTEEHHEIX
OonesHeH.XOTOpHIE PASEHEANOTCA B PESVIbTATE BEPOAJEHHEIX OMHOOK HMMYHHTETA,
DOEpe&EJeENE (MyTalHH) OJHOIO HIH HECKOIBKHX IeHOE, OTBESYANOINNX 3a
HMNYHHETET.

Cpeqs MHOXKECTEA HMMYHOZS(QHIIHTOE O0OCOO00 BBIIEIASTCA TAKESIIBIN
XOMOHERpOBaHERHE HMMyHoZedunaT (TKH ). paseATHE KOTOPOTO MOXEKET OPHESCTH
X JeTAaT5HOMY HCXOAY Ha HmepEOM roJy XEH3HH pedenka (oxoao 23% scex cayIass
IIMT). IIpm STOM HOBOPOXISHHEIH peOeHOK MOMET He MMeTh HHKAKHX
OpHSHAKOE, NOSBOJRIOMHX samogospHTs y Hero IIHM zo Toro, xaKk DOABATCE
cHMOTOME! OomdeszEH. OueHp BaXHO, YTOOK OOonesHs OHIA BHABIEHA A0 MOABISHHE
KIHHHIECKHX CHMOTOMOE, dUTOOBI VCIOETh NPHMEHHTL METOZH II€JeHHA H
OpeIyIOpedHTE €& PASEHTHE.

Kaxk nposiBasiercs 60J1e3HB

I MOTYyT OPOABIATECA CAMBIMH PAsHEIMH OONIeSHAME — TAXKEIBIMH
HHOeKIFAME, He IOQJAF0NIFNMECA JISISHHFO,. Sa00IeEaHuaME OPraHOE ABIKAHHA,
NHMIEEapeHHA, MOUSBHASTeHHA, KOXH, HEPEHOH cHCTeMsl B gp. MoryT passHeEaTecd
TEEENsIe AYTORMMYHEHEE OOesHH, HanpHMep, CaXapHsIH guadeT y pedeHKa Nepsoro
roga #@sHE. MOryT DOABHTECA OBICTPO PaESEHEAOIHECE H  TPYIHO
NOOJArOMIHMecH JIeUeHHI SIOKadecTEeHHHIE ONVXOJH B paHHEM BOSpPacTe.
OCIOXEHEHHZ MeAHNHHCENE MAaHHNYJIAOHHA, XOTOpDEE CBASAaHE C HapyIIeHHAMH
SaEUENSHHA paHeBHX NOBepxHOCTe#. Hepeaxo SBBEMABIAIOTCA  pPANIHIHEIS
BpPOXIIeHHEIE IOPOKH PAasEHTHA.

Basunia npmsHaxom IIHF]] asazeTcd HDOopameHHR HECKOIBEHX CHCTEM
OpraEHsMAa OJHOEPEMEHHO H OTCYTCTEHE OTESTa OpraHmsMa peOeHKa Ha JIegeHHe.

Kakoe cymecTEYeT JedeHHE
Jlegenme Bcerja ompefgenfeTci HEAHBHIVAIBHEIMH OPOABISHHAMH OONESHH H
BHJOM HMMYHOZedmmuTa. [IpOoBOgHTCE BHCOKOTEXHOJOTHIHAR MEJHIHECKAR HIOMOME
C DOpHMeHeHHeM IeXapCTESHHEX [OpPeNapaToB. KOTOphle SaMemanT JedeKTHVEIO
byHEEOHIO HMMYHHTeTZ IOXHSHEHHO, UTO MOXeT MNOJXHOCTRID KOMIEHCHDOEATh
3gopoEBse pedeHKa. B TAAENIEIX COy9aAxX NPOBOJHTCA TPAHCIUIAHTAIHA JOHOPCKEX
TeMOMOSTHIECKHX CTBOJIOBHX HJISTOK. KOTOPAad MOXKET NPHEECTH K IOJHOMY

BRISJOPOEIEHHIO pe6eaxa.

Kro 6yger HabGaroaaTe pebeHKa

JdansHe#imee o©OCIegOoBaHHe JeTeH C NONOEHTEIBHBIMH pPesyIbTaTaMH
CXpHHHETAa Ha I[IF]] OpOECAHT Bpad-a/uIeproyIor-HMMYHOIOT B OTAeIeHHH
KIHHAYECKOH vMyHomormm [ By 3 HO «Hmmxeropoackada oOIacTHad ZeTcxKad
EKITHHHYECKAR OOMBHHITA.

ITocne mpoEeOeHHA CHENHAMSHPOBAHHOTO OOCHEOOBAaHHA ONPEeIeIAeTCA
AaTBHEHNIAA ODPOTrparnia IeUeHHA H pealHIaTany peOeHKa B SAaBHCHMOCTH OT
BRIABISHERX BAPHAHTOE OONESHH C pelIeHHEM EONPOCa JaTpHeHImIEro HaOMIOgeHHA:
oo MecTy IKHTeIBECTEA. B OTASIeHHH HMMYHOJOTHH MM JOPVIHX
CIeIHATHSHPOBAHHEIX oTdeneHmax [ byY3: HO «Hmxeropoackaa oQnacTHazm
AeTCKaA KIHHAYEeCKad OONBHHIE», B PeJepanbHEHX  [OCYZapCcTEEHHEIX
YUpeXJeHHAX SIPaBCOXpPaHEHHR.

IMammesTaM TaxAe OVAET OPEeRIOEESHO HPOHTH FeHETHUECKVEIO JHATHOCTHEY
AIA ompefedeHHA MYTAaOHH, BHISEABIIHX sadonesaHne y pedenKa. 3To obcaegoranue
BaXHO, KaK [UTA CANMOTO MATBINIA, TAK H AIA JPYTHX WISHOE €rd CeMBH.

Yo TaKoe CKPHHHHI HA MEPBHYHBIH HMMyHOIXe(@HIHT

O0cnegorpaH=e HOBOpOXgeHHENX JeTeH Ha IIH]] npoBOSHTCA B OeNdx PaHHETO
SBIZEJIEHHA OONESHH, CEOESEPEMEHHOrO IeUEHHZ, NPOPHIAKTHEH HHSATHJHCOCTH H
PAsSEHTHA TAMKEIBIX KIHHHIECKHX IOCTIEACTEHE. NPHECIANTHX K CMEepTH pebeHKa.
CEpHHHET NOSBOMIAST BBLAEHTE JeTed ¢ LEFL] =\ gpyrenve OOIesHAMEL TpH
KOTOPEIX CHHAEESHO KOJIHYESCTEO KIETOK (IHMGODHTOE), 00SCHeUHEaXOIIHX PadoTy
HMMVYHHTETA.

Jnd nposeJeEna HCCIEZOEaHHA OCYIIECTEIAETCE 5200 Kanan KpOsH, KOTOpas
HAHOCHTCA HA CHOEIHATEHEIE TeCT-OINaHKH, H HANPaBIAeTCAd B J1a00paTopHIO
MOIeyIApHEOR gHarHocTHEH [ BY3 HO «Hroxeropoacxada 0O0IacTHAaA OeTCEaA
KIHMHEYeCKad OOMBHHIA» KypbepoM E ISPMOEQHISHHEpPES IPH COOIECIeHHH
TeMIepaTypHOro pesena (—2°C - +8°C).

JIaCopaTopHBIE HCCISZOBEAHHA OOpPasIOB KPOEBEH HOBOPOAISHHBIX JeTeH
OpoBOOATCA B Jabopartopmm LEY3 HO «Hepxeropoackad OOIacTHAA OEeTCEAdA
FIHHEYECKad OOIPHHIIA» B CpoK J0 20 JHel mociie NOCTYILIEHHA E Ja00opaTopHIO
oOpasna KpOBH.

TTpH DOy YIEHNE IOIOEHTEIBHEIE PESYIIETATOE CEPHHAHTA Ha NEpEHIHBIS
EMMYHOZeQHOHTH  pe0eHOX  NOPHIIAMAaeTcd 5  OTJeNeHHE  KIHHHISCKOH
mvmyEOIOrHEE L BY3 HO «Hroxeropoackad OOIIacTHAA JeTCKad IHHHJIECKad
ConpHMIA» A4 OpOBeSeHHA JanbHeHIIHX HCCISZOEAHNE H NPHHEATHA PEIIeHHH O
TAKTHEE TeIeHHA.




STanbl POPMMPOBAHMA TPYMMbl PUCKA HA
ML

CKPUHUHIY NoasiexaT BCe HOBOPOXKAEHHbIEe

1

[Mpn obHapyxeHun apedpuumnta TREC n KREC B
NOBTOPHOM aHanM3e TecT NPoBoAAT B obpasue
CBEXen KpoBu

[ToBTOPHOMY aHanMn3y B 0b6a3ateNbHOM NopagKe
noasiexaT BCe HOBOPOXKAEHHbIE C MAacCoOU Tena
meHee 1500 r




HHTepnpeTtanua pe3yabTaToB aHa/in3a KosindectBa TREC n KREC
Y HOBOPOXKAEHHBIX

AHaMHe3

Ha npeAMeT NpUEMa MaTePbIO BO BpeMsl 6epeMeHHOCTHU NpenapaToB U MPOBeIEHNUSI MAaHUNYJISAIUN, MOTYIIUX MOBJUATh Ha
Jierkonoa3 pebeHka (npuém I'-KCD, I'KC, uMMyHOCynipecCuBHas Tepamnus, Jy4yeBas Tepanus U T.II.)

f Ecau konndectBo TREC u/unun \
KREC y HUKHEU rpaHULIbI HOPMbI
WJIU HY>Ke HOPMbI Ha MOPAJ0K
cJlelyeT nepejesaThb
MCCJieJIoOBaHUE U3 JIpyroro obpasua

k KpOBU )
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[loBTOpHBIY pe3yabTaT
HUXKe HOPMbI
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Onpepesienue KoJiM4yecrsa
TREC u/uiu KREC

Ecau kosimdyectBOTREC u/uiun

IHOPAA0K
) pPAL

KREC Hu>ke HOpMBI 60J1ee 4eM Ha

~

J
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[lesibHasA KPOBb Ha UCCJEA0BaHUE CYOIOMYJIALUOHHOIO COCTaBa
JIMUMQPOIUTOB METOA0M IPOTOYHOM LITUTOMETPUM

~




[lanee

A ONXHbl NPOBOAUTbLCA:

1) oueHKa Konunyectsa CD4+ n CD8+ T-numdpounTos,

2) CD56+ NK-nnm$poumnTtos,

3) CD19+ B-amumdpouuntos u

4) CD45RA n CD45R0 ana onpeaeneHus Koam4ectsa HamBHbIX TAiMMPOUNTOB;

5) TecTbl Ha XMMepPU3M ANA UCKTHOYEHMSA CUHAPOMA NMPUKMUBAEHUA MAaTEPUHCKUX
nmmaooumTos,

6) pyHKUMOHANbHAA oUeHKa T-T1MmMpOoLMTOB C MOMOLLbIO TECTOB C MuTOoreHamm (PrA),

7) onpeaeneHne ypoBHEN CbIBOPOTOYUHDIX IgG, IgA, 1IgM ana oueHkn GyHKUMmM B-
IITNIVIDO LI 1O B

—



Ctpaternmn ncnonb3loBaHma KonmvecrteeHHou oueHkn TREC mn KREC

TREC / KREC

LlenbHaa KpoBb Cyxme naTHaA KpoBwU

Auddepen-
umanbHas
AVAarHocTuKa
nmmboneHunmn

nacC: TKUH, ]

OBWH, aramma- Ouetka
rnobynumHemwmus
CMH‘;LDOM N A OueHkKa peaKTUBHbIX
BOCCTAHOBNEHMUA COCTOAHUMN
Oxxopa)xu, = CKPUHWHI
MMMYHHOMN opraHusma npwu
aTtakcua HOBOPOXAEeH
cucTemsbl nocne yrpose »XuU3Hu
TeneaHru- | HbIX
e npoBegeHus naumeHTa L IR
Trck (cencuc,
(cuHapom Jlyw- | MEHUHIUT)

Bap), cuHgpom
HunmereH ‘




3a pybexom

CornacHo pekomeHgaumam Obuwectsa KAMHNMYecKknx
MMmmyHO/I0TOB, reHeTUu4YecKoe TeCtTupoBaHue
ABNAETCA 06A3aTeNbHbIM




NameHeHns TREC m KREC npm pa3Hbix BapumaHTax N4

BapuanT N1 dedeKTHbIn reH TREC KREC
Tsokenbin ADA, CD3G, IL2RA, LIG4,
KOMOUMHMNPpOBaAHHbLIN PNP,. RAG1, RAG2, l
nvmyHogedununT RMRP. ZAP70

AK2, CD8A i I
IL2RG, JAKS3, IL7RA i T
CD40LG i T
FOXP3, IL-10RA T
CuHgpom Ou-[>XopoXxkum 22q11.2 deletion i}
CuvHaopom HenmureH NBN i i 1
X-cuenneHHas BTK T l
arammarnobynuHemus
CuHgpom WAS 1 l
BuckoTtT-Onapwuy
OBWVH (B3pocnbie) i ) l
OBWVIH (aetn) ¥ 1
IgA-neconunt T )




buT-TeCcT - KOJINYEeCTBEHHOE
onpeaesieHue Trec, Krec

I'bY3 «HuxKeropoackasi 06/1acTHas AeTCKasl
oosbHULA» M3 HO

H. HoBropog, BaneeBa 211. ten: (831) 4176753, 4671260

®I'bY BO «[IUMY» M3 P®, UHCTUTYT nieAUATPUHA
H. HoBropog, Cemamko 22. ten: (831) 4221385, 4366045



Manbumk 2 1 2 mec (HMHHMM Hosropog)

Ot 3 6epemeHHOCTU (2 nonbiTKM IKO), 2 CPOYHbIX POAOB.

I'IepBb||7| pe6eHOK YMEP B 2r 8 mec — MOJIHNEHOCHOE TeYeHne MeHUHInTa, 4o 3Toro NMNOBTOPHbLIE
NNXOpagKku

Y npababylwkn manbumnk ymep B Bo3pacte 10 neT oT NTHEBMOHUM

C 11 mec nocne OKW (cTtaumoHapHoe neyeHune), yactole OP3

1r 1 mec- 1eBOCTOPOHHA NMHEBMOHMA

[lanee- 3 rHOMHbIX OTUTA, EXKEMECAYHO IKCCYAATUBHbIE OTUTbI, KaxKAbl pa3 aHTUONOTUKMU

1r 6 mec- NHOEKLUMNOHHbIN MOHOHYKN€E03, THOMHbIN OTUT, UHOUIBTPAT NepmnaHanbHom obnactu

2r 1 mec- repnetTnyecKkas nHdekumsa 6 Tuna




Manbuymk 2 1 2 mec

lgA—0,16 r/n-0,014 r/n leH BTK (ex 2-19)
IgM-0,22r/n—-0,27 r/n
lgG-2,51/n-3,81/n-2r1/n
B-numdoumntbl- 10% (Hopma 21-26%)

Bepcma reHoma- GRCh38.p5
Bepcua tpaHcKkpunta- ENSTO0000308731

Pe3ynbTat: obHapyKeHa geneuma 13 3K30Ha B

MUP B cyxom nATHE KPOBU reMmm3anroTtom COCToOAHNA

TREC- 1605

CREC-122*105

ALP uenbHOl KpoBYU AunarHos: MNepBuyHbIN UMMYHOAEDULUNT:
TREC- 877 arammarnobynamHemusa c gedumuymutom B-
CREC- 66*10 5 KNeTtokK, X-cuensieHHbiU BapuaHT




Cnacubo 3a BHUMaHue!




