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AxHoTaums

Ienv. OnleHUTD pe3ynbTaThl 2--T€THETO MUTOTHOTO JICCTIEH0-
BaHA IO CKPMHIHTY BPOX/IEHHBIX HapyIleHUii UMMYHITETa
Y HOBOPOK/JEHHBIX IOCPEACTBOM ONpe/ieeHUs YPOBHeil
TREC u KREC B «cyxoi1 Kamnne» KpoBIL.

Mamepuanvt u memodvt. O6'beKTOM UCCTIENOBAHNS ITOCTY K-
1 00pasibl epygepIrdecKoil KpoOBM HOBOPOKAEHHDIX AeTell
I. MuHcka, 1. Bpecra u Bpecrckoii o6macTm.

Pesynomamut u 06cysxcoenue. Buepspie B Pecny6muxe bena-
Pych peannsoBaH NUIOTHBI MPOEKT N0 CKPUHIHTY HOBO-
POXIEHHDIX Ha BPOXX/JEHHbIE OMIMOKI IMMYHHOII CHCTEMBI,
ucnonb3yromuii ognospeMenHoe onpenenenre TREC n KREC
B BBICYIIEHHBIX IIAATHaX KpoBU. 3a 24 MecaAna (aHBapp 2023
- exabpb 2025 r.) 06cmenoBaHo 29 550 HOBOPOXKEHHBIX U3
ABYX PETMOHOB CTPaHbI. BhIABIEeHO 2 MOATBEPKIEHHDIX CIIy-
Yasi BpOKIEHHBIX OIINOOK MIMMYHHOI crcteMsl (cuHapoM Tu
Jxopmxn u X-ciielvieHHas: araMmarnoOynnsemusi), 14 gereit
noTpe60BaIM HOBTOPHOrO 3a60pa KPoBIL, y 12 113 HIX NOKa3are-
I HOPMA/IN30Ba/ich. YacToTa 1a60paTOpHO NOATBEPKAEHHBIX
BPOX/IEHHBIX OO OK MMMYHHOIT CHCTeMBbI cocTaBmia 1:14 775.
Bovi600vt. IINIOTHBIN NPOEKT IO CKPUHIMHTY BPO>KAEHHBIX
omMO0K MMMYHHOII CIICTEMBI Y HOBOPO>KAEHHBIX JOKa3al
TEeXHMYECKYI0 OCYIeCTBUMOCTD I KTMHIYECKYI0 3HAUMMOCTh
aBoitHoro TREC/KREC-ckpuHuHra B ycmoBuAX rocypap-
CTBEHHOM CHCTeMBbI 3 paBOOXPaHEeHNA.

6

Summary

Purpose. To evaluate the results of a 2-year pilot study
screening for congenital immune defects in newborns using
TREC and KREC levels in dried blood spots.

Materials and Methods. The study involved peripheral blood
samples from newborns in Minsk, Brest, and the Brest Region.
Results and discussion. For the first time in the Republic of
Belarus, a pilot project screening newborns for congenital
immune defects using the simultaneous determination of
TREC and KREC in dried blood spots was implemented. Over
24 months (January 2023 - December 2025), 29550 newborns
from two regions of the country were screened. Two confirmed
cases of congenital immune defects (DiGeorge syndrome and
X-linked agammaglobulinemia) were identified. Fourteen
children required repeat blood sampling, and in 12 of
these cases, the levels returned to normal. The incidence of
laboratory-confirmed inborn errors of the immune system
was 1 in 14775.

Conclusions. The pilot project for screening newborns for
inborn errors of the immune system demonstrated the
technical feasibility and clinical significance of dual TREC/
KREC screening in a public healthcare system.
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Knioueeble cnoea

CxpuHuHr HoBOpoXXAéHHBIX, TREC, KREC, BpoxéHHbIE
OMMOKM MMMYHHUTETA, TAKENbIT KOMOMHIPOBAHHBII MM-
MyHORePUIUT.

BeeneHune

CoBpeMeHHas MeJUIIMHA CTPEMUTCA K yIydllle-
HMIO BO3MOXKHOCTEll PaHHEro BBbIABJIEHNA 3a0071e-
BaHMII, 0COOEHHO TeX, KOTOpble IPUBOAAT K MHBA-
MU[IM3ALUU U paHHEl HeOHaTalbHOM CMEPTHOCTH
IpU OTCYTCTBUM CBOEBPEMEHHOT 0 jledenns. OnHuM
U3 TaKMX HaIllpaBJIeHUI ABJIAETCA HEOHATabHBIN
CKPUHVHT — MaccoBas IporpaMma o6cneoBaHmsa
HOBOPOXXEHHBIX Ha Ha/lMM4uMe psAfla BPOKIAEHHDBIX
3a00/1eBaHNIl, IPOTEKAIMX Ha PAaHHUX 3Talax
6eccumntoMHo. [71aBHOI 3a/jayell HEOHATAILHOTO
CKPUHVHTIA AB/IAETCA OOHapy>keHMe 3a00/IeBaHmit
B JJOKJIMHMYECKOI CTAJMU, YTO IIO3BO/IAET HayaTh
7edeHNe IO pa3sBUTUA TAKENBIX OC/IOKHEHMIA, 3Ha-
YUTENbHO yIy4llas IPOTHO3, CHIMKAsA CMEPTHOCTD
U TIOBbIIIAs Ka4eCTBO XKM3HU NalyeHToB. OgHOoil
13 Hanbosiee aKTya/IbHbIX ITATOIOT Wi, BK/IIOYaeMBIX
B pacIIMpeHHble IPOrPaMMbl CKPMHMHTIA BO BCEM
MIpe, BJISIETCS TSKENbIT KOMOVHVMPOBAHHBIN VM-
myHopedunut (TKV]I) - penxoe, HO HOTeHIMATBHO
CMepTe/IbHOE BPOXK/IEHHOE HapyllleHle UMMYHHOI!
cucrempl. TKU]I xapakTepusyeTcsa oTCyTCTBUEM
VI BBIP@KEHHBIM HapyuieHyueM ¢yHkuyy T- n/
i B-mumdonnTos, 4To genmaeT opranusm pe6éHka
IpaKTU4ecKy 6e33alUTHBIM Hepel MHeKIVAMIA.
be3 cBoeBpeMeHHOTO crenndUIecKoro gedeHmns
netu ¢ TKN]] ymMuparor B nepBble MecAILbI KU3HN
OT TSKENBIX MH(EKIVOHHBIX 0CTIOKHeHNIT. OHaKO
IpY CBOEBPEMEHHOI! IMAaTHOCTUKE U TPAHCIIAaHTA-
LMY TeMONOITUYECKUX CTBONOBBIX KineToK (TTCK)
BO3MOXXHO IIOJIHO€ BOCCTAHOBJIEHME IMMYHHOI
¢dyHKIMYM 1 HOpMasibHOe pasBuTHe pebénka [1-3].

B nocnennue rozibl B apceHasie Bpayeil HeOHa-
TOJIOTOB U Bpaueil NeJuaTpoB NOABUICA IPUH-
LMIIMaTbHO HOBBIM MOJIEKY/IAPHO-Te€HeTUYeCKIUIl
METOJl CKPMHUHTIA, OCHOBaHHBIN Ha OIpefeNeHNnn
HpOAYKTOB reHHoi pekom6uHanuu — TREC (ot
anrn. T-cell receptor excision circles) u KREC (ot
aHI7L K-deleting recombination excision circles). 9tn
OMOoMapKephI ITO3BOJIAIT 00 BEKTUBHO OLIEHUTD CO-
ctosinue T- 11 B-3BeHbeB MMMYHHOI CUCTEMBI Y HO-
BOPOX/IEHHOTO 1 C BHICOKOI TOYHOCTDIO BBIABIATD
TKW] n gpyrue ¢popMbl BpOXKAEHHBIX MIMMYHO/IE-
GUIUTOB, 1A KOTOPBIX XapaKTepPHO HapylIeHMe
nmMoomnoasa T- u B-mumdorutos [4].

Ileppas mporpaMma MacCOBOIO CKPMHMHIA Ha
TKNU], ¢ npumenennem TREC 6pi1a BHepeHa B
Coenunénnbix llltaTax Amepukn (mrrar Buckoncus,
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CIIIA) B 2008 roxy. C Tex mop CKpMHMHT ObUI BHe-
Ipé€H Bo Beex IllTaTax, a Taxoke BHe[p€H B V3panite,
Iepmanun, Hupgepnanpax, lllsenun, Anonnun u papge
Apyrux crpaH [5-8]. Bo MHOTUX cTpaHax IpUMeHs-
etcs gBoitnolt ckpuuuHT (TREC 1 KREC), uTo mo-
3BOJIseT BBIABIATH He Tonbko TKVI, HO u pyrue
(b opMBbI BpO>KAEHHBIX OO0k MMMyHUTeTa (BON).

B CIIIA 3a 10 neT mpuMeHeHMs CKPMHMHTA Ha
TKW]I 6p110 06cnegoBano 6omee 6 MUIMOHOB
HOBOPOX/IEHHBIX, BBIABIEHO 6omee 300 caydyaeB
UMMYHOAe(UIMTOB, YTO II03BOJIVJIO CYIIeCTBEHHO
CHM3UTD JIETAIBHOCTD M YIYYIINTD UCXOZ 3aborte-
BaHus. B Poccuiickoit @epepanuu ¢ 2023 roga mo
yHuIVaTuBe MuH3apasa u npu nogpep>xke Harmo-
Ha/IbHOTO MEAMLIMHCKOTO JICC/IeJ0BATENbCKOTO IeH-
Tpa 3[J0pOBbA [leTell Ha4aTO BHepeHNe CKPYHIHTA
Ha TKW]I B psifie pernoHoB.

CKpVHUHT OCYIIeCTB/ISAETCA B IIepBble THM >KI3-
HY HOBOPOXX/JEHHOTO pe6éHKa (Jauie Ha 3-5 CyTKH,
/151 HeJOHOLIEHHDBIX JleTell IPY JOCTVKEHNM I'ecTa-
IIVIOHHOTO BO3pacTa 36 Hefeb) U3 KalIAPHOI
KPOBM, HAHECEHHOII Ha CIIeIMAIbHYI0 UIBTPO-
Ba/IbHYI0 OyMary (Tak HasbIBaeMas «Cyxas KaIlId
KpoBm»). [l aHammM3a UCHIOIb3yeTCs METOJ, I0-
nuMmepasHoit nemnnoit peakunu (ITLP) B peanpHOM
BpEMEHH, O3BOJISIOLINII KOIMYECTBEHHO OIlpefe-
mntb ypoBHM TREC 1 KREC B 06pasie JTHK, Bbise-
JIEHHOJ 13 «CYXOTO IIATHa» KPOBU. B cTanmapTHDIN
CKPUHMHTOBBIN IIPOTOKOJI BK/IIOYAKTCS TaKXKe
KOHTPOJIbHBIE TeHbl (HaIpuMep, TeH anbOyMmHa,
B-aKTuH) /IS OLIEHKM KayecTBa M KOJIMYeCTBA 9KC-
TparuposanHoit JHK.

Husknit yposenn mnnm orcyrcreue TREC cBupe-
TEeNIbCTBYET O HedeKTe TUMOI093a — XapaKTepHOM
s TKN], a Taxoke IPyrUx COCTOSHUI, COIIPOBO-
JKHAOIVXCS CHIDKEHVEM T-K/IeTOYHOT IPOyKIN
(manpumep, curapom In [xopmkn). AHaIOTMYHO,
camkenne KREC moxeT yka3pIBaTh Ha KOMOU-
HUPOBAHHBII UMMYHOJePUIIUT C HApyLIeHNEM
B-xneTouHoro sBena.

Kpurepyun Buncona u IOuruepa (1968), yrepsk-
nénHble BceMypHOI opranmusanyen sfgpaBooxpaHe-
HYIS, IO CUX ITOP CTY>KaT OCHOBOII I/1s1 0TO0pa 3a60-
JIeBaHMIA, TIOMJIEXKAIMX BK/TIOYEHNIO B IIPOrPaMMbI
CKpVMHMHTIA. DTV KPUTEPUI BKITIOYAIOT: 3HAYMMOCTD
3abomeBaHusA 11 00IIeCTBEHHOTO 3[JpaBOOXpaHe-
HIIS; Ha/mavie 9 GeKTUBHOTO MeTO/A ANarHOCTYIKY;
HOCTYIHOCTD U 9P PeKTUBHOCTD JIeYeHNsT; BO3MOXK-



E.A. Ilonsikosa, T.I1. Bonodausuk, O.J1. 306uxosa u dp.

HOCTb PAaHHETO BbIAB/IEHN [0 MOABIEHUA CUMIITO-
MOB; 9KOHOMIYeCKy1o addextnBHOCTD [9-10].

TKW]] OMHOCTBIO COOTBETCTBYET 3TUM KpuUTe-
puAM, 4TO Jle/laeT ero BK/II0YeHNe B Hal[MIOHA/IbHbIe
WIN pervioHaIbHble CKDMHMHIOBbIE IIPOIPAMMBI Me-
AVIIMHCKY 000CHOBAHHBIM 1 COLIMA/IbHO 3HAYMMBIM.

B nepByo odepenb HEOHATANIbHBIN CKPUHMHT
BOMW nanpasnen Ha paHee BoiaBneHne TKU]I mo
IpMYVHE PaHHE HeOHATaJIbHOM CMEPTHOCTU IIpU
Ha/IM4YVM JaHHOTO 3aboneBanus. ITo JaHHBIM pas-
JVYHBIX 3MNUJEMUOIOTMYECKUX UCCTIeloBaHNI, Ya-
crora TKM]I Bapbupyet ot 1:40 000 mo 1:100 000
HOBOPOXX/JEHHDIX, OJHAKO B IOMY/IALMAX C BHICOKUM
ypOBHEM 0/IM3KOPOJCTBEHHBIX OPAaKOB YaCcTOTAa MO-
KeT OBITh 3HAUUTE/IbHO BbILIE. Y YNTHIBAS BBICOKYIO
JeTanbHOCTh 6e3 neyenus, TKU]I asnsgercs HeOT-
JIO>KHBIM COCTOSIHMEM B MMMYHOJIOTMM M OJJHOIL 13
Hanboree onacHbix popm BOU [11].

Pannee Boisasnenne TKV]I 1 npoBenenne TpaHc-
IUVTAHTALIMM CTBOJIOBBIX KJIETOK /10 3 MeCALeB )KU3HM
obecrieunBaeT BbDKMBaeMOCTbh 6oiee 90%. ITo3pHas
AMAarHOCTMKA CHIDKaeT 9 PeKTUBHOCTD JIeueHNs
Y YBEIMYMBAET PUCK MH(QEKIVIOHHDIX U OPTaHHBIX
OCTIO>KHEHMIL. XOTS MOJIEKY/IAPHO-T€HETUYECKOE Te-
CTMPOBaHMe Ka)KeTCA OPOroCTOSAIINM, 3aTPaThl Ha
CKPMHUHT MHOTOKPAaTHO OKYTIAIOTCS 33 CYET CHIKE-
HIA CTOMMOCTY JIEY€HNs OCIOXKHEHMIA, I/IUTETbHO
TOCIUTAIN3ANMN U MHBamupusanym [12].

OpHako HeoHAaTa/NbHBI CKPUHMHI IIO3BOJIAET
BBIABUTD U HEKOTOpbIe Apyrue Tuibl BOM: aramma-
II06y/IMHEMIIO, KOIZIa CBOEBPEMEHHOe HasHaueHMe
IpernapaToB MMMYHOITIOOY/IMHA ylIydlIaeT Kade-
CTBO >KM3HI IALIMEHTOB, cuHapoM Hulimerena s
KOTOpOTo Ipu cBoeBpeMeHHOM nposefieHun TTCK
CHIDKAETCS PYUCK OHKO/IOTMYECKIX 3a00/IeBaHMIA, CUH-
IPOMBI, CBSI3aHHBIE C UMMYHHOU Aycperysuyei [13].

Poxxpenne pe6éHka 63 KIMHNYIECKMX IPU3HAKOB
00/1e3HM e1llé He TapaHTHUPYeT 3[[0POBbe: HEKOTOPbIe
BpPOXXJEHHbIE HAPYLIEH) I MMMYHUTETA MeCALaMU
OCTAIOTCS «HEBMMMBIMI», IIOKA IEPBBII BUPYC
YUY BaKIMHAIMA He 3aIyCKAalT JIABMHOOOPa3HYI0
undexumio. TKM]] - sapxuit npumep 3aboneBanmus,
IpY KOTOPOM OTCYTCTBME (PYHKLMOHAIBHBIX T- 11/
i B-nmuM§onnToB NIpMBOANUT K CMEPTH B IIepBbIe
12 MecsA1eB )XMU3HY, €CIM He HadaTb CIeLpUIecKyIo
Tepanuio. EAMHCTBEHHBII CIOCO6 M3MEHNUTD MIPO-
THO3 — BBIABUTD 0€CCYIMITOMHOT'O HOBOPO>KIEHHOTO
10 pasBUTUA OCIOXHEHUIA. VIMEHHO 3TO 1 cTano
CTpaTern4ecKoli LieIbio 6e/10PyCcCKOro MmIoTa, CTap-
ToBaslero B 2023 rogy B I. MuHcke 1 B 2025 ropy B
r. bpecre u bpecrckoit o6macTu.

B ycnoBuax pasBuTHA TeHETUYECKUX TEXHOIIO-
TUit M pocTa yucia nanyenToB ¢ BOM nnrerpanus
TREC/KREC-cKkpuHMHIa B HallMOHA/IbHbIE IIPO-

TpaMMbl CTAHOBUTCS He NIPOCTO >Ke/IaTeNbHOI, HO
Heo6XOo#MMOI1. DTO MO3BONIUT HE TOTBKO CIIACTHU
XKU3HY, HO U cPOPMUPOBATb HOBOE IIOKOJIEHME
3/J0POBBIX JleTell, KOTOPbIM He TPO3UT OIACHOCTDb
cMepTy OT GaHaIbHOM MHQEKIINIA.

Ilenb: OLIeHUTD pe3yNbTaThl 2-JI€THETO MIOTHO-
IO MICCTIElOBaHMA 110 CKPYHMHTY BPOXK/I€HHDIX OLIN-
00K UMMYHUTETA Y HOBOPOX/IEHHBIX IIOCPECTBOM
onpepenenusa yposHeir TREC u KREC B «cyxoii
KaIlzie» KpOBIL.

Martepuanbl 1 MeToabl

3abop 61M0/IOrNYeCcKOro MaTepuana y HOBOpOX-
IEHHBIX IPOBOAWJ/ICA B PAMKaX pecITyOIMKaHCKOTO
HEOHATa/JIbHOT'O CKPMHUHTIA. B TeueHne 24 mecsAues
(2023-2025) B 5 poaunbHbBIX foMax I. MuHcka, 2
poxmnbHBIX foMax I. bpecra n Bpecrckoit o6macty,
KOTOpble ObIIM OIpefe/eHbl COITTaCHO IPUKa3y
Munncrepcra 3apaBooxpanenns Pecny6onnkn
Benapycs, 6panu 2-3 Karmm KpoBy U3 ISATKY HOBO-
POXAEHHOTO Ha OYMa)kHBIN 6/IaHK KapThl HEOHA-
Ta/IbHOTO cCKpyHMHra. [Tocre 4-4acoBoil CylKy Ipn
KOMHATHOJI TeMIlepaType KapTbl IIOMeIaN B MUHN-
BU/Iya/IbHBIE ITAKeTHI ¥ OTIIPABJLA/IN B 1a00PATOPHIO
I/ Toc/lefylomero Tectuposanusa. Onpepenenne
TREC u KREC npoBozannm B BUpyco6aKTepuonorn-
Jecknx aboparopusax Y3 «lopopckas feTckas uH-
dexuyoHHas KIMHNYecKas 6ombHMIAa» T. MMHCK, Y3
«BpecTtckuit 061acTHOI KO>KHO-BEHEPOTOTMYeCKII
mycraHcep», . bpect. ITHK akcTparuposanu c mc-
II0/Ib30BaHIeM KOMMepUYecKIX HabOpOB PeareHToB,
IpegHasHaYeHHbIX 1A BbiieneHuA JJHK us «cyxoir
KaIlI» KPOBHU, a KONMYECTBEHHOE OIIpeJie/ieHe
TREC n KREC nposopnunu mynbrumniaekcHoin RQ-
PCR ¢ Hopmanm3aumei 1o reny anbbymuHa (ALB).
IToporosble 3HaYeHMA yCTAaHOB/IEHDI HA YPOBHE 5-TO
NEePLEHTUIA IIpejBapUTEeIbHON HOPMAaTUBHOI Bbl-
6opkn: TREC <2200 n KREC <2000 xormit Ha 1 MiH
nerkonuToB. IIpoba cunTanach «I1ogo3pUTeIbHOI»,
ecy 06a IoKasaresis ObIIV HYDKe ITOPOTra MM PaBHBI
HYJIIO0, VIV OJVIH U3 HUX — HUKe KPUTUYIECKOTO 3Ha-
YeHMsA [IpY IOBTOPHOM TecTe. [laHHbIe O HOBOPOX-
IEHHBIX Y TTOTTyYeHHbIX pe3y/IbTaTax ObI/IV BHECEHDI
B KOMIIBIOTEPHYIO 0623y HaHHBIX B Ta00OpaTOPUIX,
I7ie IPOBOAM/ICA aHa/Mu3. basa JaHHbBIX BK/IIOYasa
K/II0ueBble XapaKTePUCTUKY HOBOPOXEHHBIX, Ta-
KIMe KaK afipec perucrpanumy, fata poxaeHus, jaTa
B3sTHs1 00Pas3IIoB, IO 1 TeCTal[MIOHHBII Bo3pacT. Pe-
3y/IbTAThl TECTUPOBAHMA IlepeflaBajy IOCPECTBOM
CUCTEMBl MEXBElOMCTBEHHOIO 3/IEKTPOHHOTO J0-
KyMEHTOO0O0POTa B TOCY/JapCTBEHHOE YUpeXeHIe
«PecriyO/IMKaHCKIIT HAYYHO-TIPAKTUIECKUII LIEHTP
IeTCKOJ1 OHKOJIOT MY, TeMaTOJIOT MM V1 UMMYHOJIOT MY,
KOTOPBDIVI ABJIAJICA KOOPAVHUPYIOLEN OpraHu3anyen
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BBINIOJTHEHV S IIMJIOTHBIX IIPOEKTOB 110 HEOHATA/IbHO-
MY CKpMHUHTY.

OO6beKTOM MCCIeOBAHISI TOCTY>KIIN 00pasIibl
renomHoil1 JHK nepudepnyeckoit KpoBu, HaHecEH-
HOJI Ha QUIBTPOBAIbHYI0 OyMary («cyxas Karuis»
KpoBu) 24711 HOBOPOXX/IEHHBIX JeTeil I. MuHCcKa
n 4839 HoBOpOXAEHHBIX I. bpecTa u bpecrckoit
obmacTu.

Cratuctuyeckuii aHanus

Cratuctndeckast 06paboTKa JaHHBIX BBIIIOTTHEHA
B nnporpamMmmHoM Komitekce GraphPad Prism 6.0.
HopmanbHOCTb paclnpesieieHns KOMMYECTBEHHbBIX
IepeMeHHbIX olleHMBanach Kpurepuem llanupo-
Yunka. B cOOTBETCTBIM C XapaKTEPOM pacIpepierne-
HUA Pe3y/IbTaThl IPefiCTaB/leHbl KaK MefyuaHa ¢ 5,0-
95,0%-HbIM MHTEPBAIOM. [I/11 HermapaMeTpu4eCKIX
BBIOOPOK MCIIOTb30BaHbI Meguana (Me) 1 nranasoH
(MMHUMYM-MaKCUMYM). MeXTpyIIIOBble pasninams
aHa/MM3MpoBanmuch KpurepueM Manna-Yutau. ITpn
ypoBHe 3HaunMocty p<0,05 pasmnunsa cunranm fo-
CTOBEPHO 3HAYMMbIMA.

Pe3ynbTathl M 06CcyxpaeHue

Cpenunii recTallIOHHbBII BO3pacT IPU POXKAEHUN
- 36,7 [95% U 36,0-41,2] nepgens. Onpenenenue
TREC/KREC nposoannocs Ha 3,0 (3,0-38,0) cyrku
Ky3HM. QPaKTNYecKuil recTalMOHHBIN BO3pacT Ha
MOMEHT TeCTupoBaHus cocrasun 38,7 [95% [IN:
37,4-41,7] nenenu. Ilo reHIEPHOMY COOTHOILIECHNIO
- 51,3% cocTaBunm geTu My>XCKOTo 1oina, 49,7% —
JIeTy >KEHCKOTO IT0JIa.

ITokasarenn TREC n KREC Haxoguiuch B gua-
na3oHe HOPMaJbHbIX 3HaueHuit 24952 [95% [JU:
1917,50-92930,4], KREC - 20149 [95% [I11: 2017,50-
69196,4], Ha OVIH MJTH JIEMIKOLIUTOB Iepudepnde-
CKOJ1 KpPOBIL.

3 29550 npo6 14 (0,050%) nepBUYHO MMeN
cumxkenne TREC n/unu KREC. JleTn ¢ cCOMHUTENTD-
HBIMI pe3y/IbTaTaMy TeCTUPOBAHMS ObUIN BbI3BAHBI
Ha joob6cnenoBanue B I'Y «Pecniybnukancknit Ha-
YYHO-IIPAKTUYECKUI LEHTP JEeTCKOM OHKOJIOIUN,

reMaToJIOTMM ¥ MIMMYHOJIOTUM» /I TIOBTOPHOTO
TeCTUPOBAHMNA C ONIpefie/IeHIeM KOIMYeCTBa KONt
TREC/KREC, ompepenenns cy6nonyniAannoHHOTO
cocTaBa MMMQOLMTOB, YPOBHE! MMMYHOIIOOY/IN-
HOB 1 KOHCy/IbTaLMell Bpada-uMmyHosora. I[locne
HOBTOpHOTO 3a6opa y 12 peteit mokasarenu TREC/
KREC 6b11n B anana3oHe HOpMalIbHbBIX 3HAYEHMII
(cpenuee yBennuenue TREC B 3,8 pasa, p<0,01).
JlaHHbIE JIO>KHOIIOTIOXKUTENbHBIX Pe3y/IbTaTOB MOTYT
OBITH CBSI3aHBI C HENIPABWIbHBIM B3sITHEM 00pasia
Yy HOBOPOXXIEHHOTO, HapylIeHeM TPaHCIOPTHU-
POBKU, YTO MOIJIO IIpuBecTy K gerpagaunu JHK.
Y 1 pe6énxa (manpunk) Konndectso TREC 6b110
KpUTUYIEeCKN HU3KMM — 433,0 xormu (Hopma 2200-
45000), KREC - 1100 xommit (Hopma 2000-28000) Ha
1 mMyH neiikouuToB. Pe6éHoK 6b11 06cnenoBan B I'Y
«PecriyO/IMKaHCKIIT HAYYHO-TIPAKTUYECKUI LIEHTP
«MaTb 1 IUTA»», Te MOCPECTBOM MOJIEKY/IAPHO-
TeHeTUYeCKMX VICCTIeJOBaHMII ObI yCTaHOBJIEH Jya-
rHO3 — cuHzapoM u [xopmxu (pemenys 22q11.2).

Y BTOpPOTO HOBOPOXIEHHOTO (ManbYMK) KO-
muectBo Konuit TREC 6110 B HOpMe (3400 Ko-
nuit), Ho KREC orcyrcrBoBany (0 komuii) Ha 1 MIH
neyikouutoB. IlocpencTBOM BONONTHUTENBHBIX MC-
CJIefloOBaHMIL: 00IIero aHamM3a KpoBy, OMOXMmde-
CKOTO aHa/m3a KpOBY, UMMYHO(EHOTUIINPOBAHNUA
(tabm. 1) 6bLI BBIABJIEH JEMIKOLMTO3, HOPMAIbHOE
KO/IMYeCTBEHHOe cofiepkanue T-mmMdornmros. Ypo-
BeHb OTHOCUTE/IbHOTO Cofiep>KaHysA B-mumdonnton
(CD19") pesko cHMKEH U B aOCONMIOTHBIX 3HAYEHNSIX
HpakTI4ecKy paBeH 0 KIeTok/mutp. Y pe6EéHKa Ha-
Omroamach BeIpaKeHHas IMIIOraMMaryIoOy1mHeMIs,
kaccos IgA, IgM ¢ HopmanbHBIM KonnuecTsoM IgG,
4TO 0OYC/IOBJIEHO aHTUTE/IOIIOCPEOBAHHBIM MaTe-
PUMHCKMM UMMYHUTETOM.

YuuTbiBas pe3ynbTaThl MMMYHO(EHOTUIINPO-
BaHuA u orcyTcTBue KREC, a Takxkxe My>»cKoit o
pe6énKa, 6bUIO BBHIIIONTHEHO CEKBEHMPOBaHMeE TeHa
BTK. Ilo pe3ynbpTraTaM KallMJUIAPHOTO CEKBEHPOBa-
HyA 110 CaHrepy ObUI BBLABJIEH TeMU3UTOTHBII OJJHO-
HyK/IeoTuzHbI Bapuant: (NM_000061.3): ¢.862C>T,
p-(Arg288Trp), rs128621194 B rere BTK ¢ yacToToit

Ta6nuua 1. Xapaktepuctuka nabopaTopHbIX Noka3aresneil y HOBOPOXAEHHOIO ¢ araMMarnooynuHemuei

IToxasaTenn Pesyybrar Jlnamna3oH HOpMajIbHbBIX 3HAYEHUIT
JTerikonutsl, X10°/1 11,21 4,5-11,0

T-nmumdounter (CD3+), % 96 58-85

T-nmumbounter (CD3+), abe, x10°/n 3,571 0,6-2,2

B-mumdonuter (CD19+), % 0,2 7-20

B-mumdonurer (CD19+), abe, x10°/n 0,007 0,1-0,5

IgA, t/n 0,05 0,21-2,91

IgM, r/n 0,153 0,41-1,83

IeG, r/n 10,36 4,75-12,1
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amnens <0,001% (gnomAD v.4). AMuHOKKCIOTA
B I0/I0>KeHMM Arg288 — BBICOKOKOHCEPBATUBHBI
ocTaToK B SH2-moMeHe, KOTOPBIIT y4aCTBYeT B KOH-
TakTe ¢ afantepHbiM 6enkoM BLNK (ot anr. B-cell
linker protein) B B-keTkax, /st CBSI3bIBaHMUS CUTHA-
7a oT B-Kk/1eToyHOrO0 pernenTtopa ¢ BHy TPUK/IETOYHbI-
M1 KacKajgamu pochHopmInpoBaHus U KalbIyIeBOTO
orBeTa. 3aMeHa apruuuHa (Arg) Ha rpuntodas (Trp)
BBOZNT OO/IBIION TUAPOQOOHBI OCTATOK, HAPYIIAeT
CTPYKTYPHYIO CTaOM/IBHOCTD ¥ B3aVIMOJEIICTBUE C
cybctparoM. [laHHBIT MMCCEHC BapMaHT SIB/ISETCS
MIATOT€HHBIM I OIVICAH KaK NpU4YMHa X-CLeNIeHHON
aramMarno6ynuaemun (6onesnu bpyrona).

B Halem mccefoBaHNM 4aCcTOTA HAIIPABJIEHI K
CIIeNMaINCTaM, B TOM 4MCIIe M3-3a CPOYHBIX OTK/IO-
HEHMI1 OT HOpMBI, cocTtaBuia 0,05%, mnu 1 cioyvait
Ha 2463 06c/e0BaHHBIX HOBOPOXX/IEHHBIX. JTO
COIIOCTaBYIMO C OIYO/IMKOBAaHHBIMMI pe3y/IbTaTaMu
NVWIOTHBIX IIPOTPAMM U CKPMHIHTA, T7ie 3TOT II0Ka3a-
Tesb BapbupoBacs ot 1:545 B Caygosckoit ApaBun
1o 1:20000 B HIsenun [14,15].

YacroTa NOATBEP>KAEHHBIX IEPBIYHbBIX UMMYHO-
meduuuToB B InyIoTe — 1:14775 HOBOPOXKIEHHBIX, 1
HIOJTHOCTBIO COOTBETCTBYET MUPOBOMY JMAIIA30HY I
KPUTEPUAM YaCTOT BCTPEIAeMOCTH I/Il CKPYHMHTA
HaceqCcTBeHHbIX 3aboneBanuit (1:9000-1:15000), a
TaK>Ke YTO CONOCTAaBMMA C JaHHBIMU CKPYHUHTOBBIX
nporpamm CIIIA (1:10000) u Tepmanum (1:15000)
[6,16]. BaxkHo, 4TO 06a BBIABIEHHBIX 3a00/I€BaHMA
(cunppom ullxopmkn n X-crenneHHas araMma-
r100y/nMHeMMs1) BXOAAT B nepederb BOV ¢ cyme-
cTBy0OIIMMU 3G (PEKTUBHBIMI METOAMMU JIeYeHNS,
Py KOTOPBIX paHHEee BMeIIaTe/IbCTBO KapAMHAIbHO
MeHseT Mporuo3. ITokasarenb 10/KHOIONTOXKUTEb-
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