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HeoHaTasnibHbI CKPUHUHI

Ha NepBUYHble UMMYHOAE(ULINTHBIE
COCTOAAHUSA KaK cnocob BbifABNeHus
CUHAPOMarsibHbIX hOpM NaToNnoruu
HOBOPOAEHHbIX: KITMHUUYECKUN Cryyau
cuHapoMa 22q11.2DS
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OnHoM 13 OCHOBHbIX Lieriei HeoHaTarbHOr0 CKPUHWHIA SBMAETCA PaHHEE BbISBIEHNE HOBOPOXAEHHbIX C PSAOM
TsAKENbIX 32D0MeBaHWiA, Ans KOTOPbIX AOCTYNHO 3CPCDEKTVUBHOE NTEYEHNE, a PaHHAS AMArHOCTUKA NPEeNoTBpaLLaeT
cepbesHble nocrneacTsus. MepsuuHbie nMmyHopedpmumTsl (ML) npencTasnsioT coboit reTeporeHHyto rpymny
BPOMAEHHbIX HapYLUEHUN UMMYHUTETa 1 ABMAIOTCA HEOTIIOKHBIMU MMYHOMOMMYECKUMU COCTOAHUAMM,
TpebyioLmmMm BbICTPON ANMArHOCTVKY M nedeHns. CKpuHUHT Ha ML ¢ Mcnonb3oBaHWeM 3KCLIM3UOHHBIX
konew, T-knetouHoro peuenTopa (TREC) npuMeHsieTcsi BO MHOTMX CTpaHax Mvpa. OnHaKO KpOME TKENoro
KOMBMHMPOBaHHOIO MMMyHOLiehMLIMTa B XO[Ee HEOHATaIIbHOr0 CKPUHUHIA MOrYT BbiTb OBHapY»KeHbI 1 Apyrue
chopmbl MU ¢ aechrumToM T-KNETOK, Takue Kak CUHEPOM aeneumn 22q11.2 (22q11.2DS), cuHppom CHARGE,
Tpucomus 21 u gp. CuHppoM 22g11.2DS — oovH 13 Hauboree YacTbiX XPOMOCOMHbIX MUKPOAENELMOHHBIX
CMHOPOMOB C npegmnonaraeMon pacnpoctpaHeHHocTbio 1 Ha 3000—-6000 HoBOPOKAEHHBIX. KnnHnueckue
nposenenns 22q11.2DS pososibHO BapuabenbHbl. HeoHaTanbHbI AMarHo3 TpaanLMOHHO OCHOBbIBaeTCH
Ha pacno3HaBaHWM KIaCCUYECKUX MPU3HAKOB M LIUTOrEHETUUYECKOM TECTUPOBAHMM, HO MHOTME MaLMEHTDI
obpaLLialoT Ha cebst BHUMaHMe TOMbKO MOCrie BbiABeHVs Bonee no3aHnx cocTosHMA. ONHaKO paHHSAs MOCTaHOBKa
AvarHosa 22q11.2DS obecneunBaeT afeKBaTHOE feyeHne N MakCUMasibHO BO3MOXHOE KaUeCTBO SKU3HM TaKnX
nauveHToB. B cTaTbe NpeacTaBneH KIMHUYeCKuii Cryyai cuHopoMa 22q11.2DS, BbisiBNIEHHbIN B XOAE MAIIOTHOTO
MPOEKTa CKPUHWMHIa HOBOPOKAEHHbIX Ha [ B Poccwiickon ®epepaumn B 2022 r. Pogutenu naumeHTa famm
cormacue Ha ucnonb3oBaHue MHdopMaLmMm, B TOM uncse dooTorpachuii pebeHka, B HayuHbIX MCCREefoBaHMsAX
¥ nybnukaumsx.

KnioueBble cnoBa: HeOHaTasbHbIN CKPUHWHI, CKPMHUHI HOBOPOMKAEHHBIX, MEPBUYHbIE MMMYHOREOUUNTBI,
TyKenas KoMbuHMpoBaHHas MMMYHHasi HefocTaTtoyHocTb, TREC, MUKpoAeneunoHHbIe CUHAPOMBI,
cuHapom 22q11.2DS, cuHapom [Au[xopaskm
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Newborn screening for primary immunodeficiencies as
a way to detect syndromal disorders in neonates: a clinical case
of 22q11.2DS syndrome
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One of the main goals of newborn screening is the early detection of a number of severe disorders for which effective treatment
is available, and early diagnosis prevents serious consequences. Primary immunodeficiencies (PIDs) are a heterogeneous
group of congenital immune disorders and are urgent immunological conditions requiring prompt diagnosis and treatment.
Screening for primary immunodeficiencies using T-cell receptor excision circles (TREC) is used in many countries around the
world. However, in addition to severe combined immunodeficiency, other forms of PIDs with T cell deficiency such as 22q11.2
deletion syndrome (22q11.2DS), CHARGE syndrome, trisomy 21, etc., can be detected during newborn screening. 22q11.2DS
syndrome is one of the most common chromosomal microdeletion syndromes with an estimated prevalence of 1 in 3000-6000
births. The clinical manifestations of 22q11.2DS are quite variable. Neonatal diagnosis is traditionally based on the recognition
of classic features and cytogenetic testing but many patients only come to medical attention after later symptoms have been
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identified. Still, the early diagnosis of 22q11.2DS ensures adequate treatment and the highest possible quality of life in such
patients. Here, we report a clinical case of 22q11.2DS syndrome identified during a pilot project of newborn screening for
primary immunodeficiencies in the Russian Federation in 2022. The patient’s parents gave their consent to the use of their child's

data, including photographs, for research purposes and in publications.
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epBuUHble MMMyHopedouumnTel (MUO), wnw
BPOKOEHHbIE AedeKTbl UMMYHWUTETa, NpPeLcTaB-
naT cobon rpynny reHeTMYeckn AeTepMUHN-
poBaHHbIX 3aboneBaHuin, NpMBOAALLMX K AedekTam
pasfnuHbIX 3BeHbeB MMMyHuTeTa [1]. OnHoit 13 dhopm
MAL ABnsAeTca Tsxenas KOMOMHMPOBaHHas UMMYHHas
HegocTaTtouHocTb (TKWH), xapaKkTepusylouwiascs
OTCYTCTBMEM WIN KparHe HU3KUM yuciom T-numdo-
LMTOB, @ TaKXe B HEKOTOPbIX Cly4Yasax OTCYTCTBMEM
nubo pedbektamu B- u NK-knetok [2]. B GonbLinH-
cTBe cryyaeB HoBopoxAeHHble ¢ TKUH He umeloT
KakMX-Nnbo KIMHMYECKUX MPOSIBAIEHUA U KaxyTcA
300poBbiMU. OfHAKO yxe C 3—6 MecsiLeB XU3HU Yy
MauMeHTOB Pa3BMUBAIOTCS TSKENble PeLManBuUpyloLLMe
MHekuun BakTepuanbHOro, BUPYCHOro 1 rpubkoBoro
MPOUCXOKAEHUS, KOTOPbIe MOrYT NPMBOAWTL K rmbenn
Ha 1-2-M romy »KU3HWM NpU OTCYTCTBMU afeKBaTHON
Tepanumn [3]. CKpUHMHI HOBOpPOKOEHHBIX Ha TKUH ¢
onpefeneHMeM cofepskaHust T-peLenTopPHbIX 3KCLU3N-
oHHbIx Konel (T-cell receptor excision circles, TREC)
B CyXWUX NATHaX KpoBu, cobpaHHOM Ha TecT-bnaHku us
chunbTpoBanbHon Bymaru, ycnewiHo NpoBOAWUTCS BO
MHOMMX CTpaHax M1pa 1 No3BOJIIEeT BOBPEMS MOCTaBUTb
OVarHo3 JaHHOW rpymnne nauueHToB, YTO MHOMOKpaTHO
yBeSIMuMBaeT YCNeLHOCTb Tepanun B JOKIIMHUYECKON
cTapuu 3abonesanus [4, 5]. OpHako kpoMe TKMH B xope
HEeOHaTanbHOro CKPUHWUHIa MOryT BbiTb 0BHapysKeHbI
n opyrve dopmel MU ¢ pedounumtom T-KNETOK, Takue
Kak cuHopoM geneuvn 22q11.2 (22911.2DS), cuHapom
CHARGE, tpucomus 21 u gp. [5, 6].
22ql11.2DS - opuH wu3 Haubonee yacTbix
XPOMOCOMHbIX MWKPOLENeLUNOHHbIX CUHAPOMOB C
npennonaraeMon pacnpoctpaHeHHocTbio 1 Ha 3000—
6000 HoBoposkaeHHbIX [7]. B ocHoBe MOMEKynsapHOro
naToreHesa 3aboneBaHus NexUT cybMUKpockonuyeckas
peneuwsi cermeHTa 11.2 oIMHHOr O MieYa XpoMOCOMbI 22,
KOTOpas 4acTO BO3HWKAET PEKYPPEHTHO B XOAe Hepas-
HOFO KPOCCUHIOBEpa Meay roMOSIOrMYHbIMU XPOMO-
COMaMU Mo pernoHam ¢ NMOBTOPAMU HU3KOW KOMUMHOCTM
(low-copy number repeats, LCR), o603HauaeMbiMm
BykBaMu naTuHckoro andasuta ot A go H. lNpu 3Tom
BonblunHcTBO BonbHbIX (85%) UMeloT geneumio LCR22
A-D pa3mepoM 2,54 MfH Nap HYKNeoTUROB, OXBaTbIBa-
toyio okoso 40 reHos [8]. MeHblune peneumn obbiuHO
HaxomAT Y MWHOPHON [oNu BOMbHBIX: Tak, TOMbKO Y 2%
13 Hux 0bHapyskvBaioT geneumio LCR22 A-C. Ta unu nHas
Mo pa3MepaM feneuns ngeHTuduLMpoBaHa kak camas
yacTasi npuuvMHa cuHppoMa [u[KOopAXW, CMHAPOMA
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KOHOTPYHKambHbIX W fIMLEBbIX aHOManvWin 1 Benokap-
ovodhaumanbHOro CUHLPOMa, KOTOpble B HacTosLlee
BpeMsa NpeacTaBnaloTCA PasiUYHbIMU KITMHUYECKUMU
dopmMamMu B OOHOM CrEKTpe. KnnHnyeckue nposiBlieHus
22q11.2DS posonbHo BapuabenbHbl. OnucaHo Bonee
180 KAMHWYECKUX MPU3HAKOB B PasfiMUHbIX coyeTa-
HUAX, 3aTparuMBaloLWMNX NOYTH BCE OpPraHbl U CUCTEMBI.
K ocHoBHbIM nposBneHnam 22ql1.2DS oTHocaTcA
BPOsKAEHHbIe NMopoku cepaua (BIMC) n MarncTpanbHbix
COCYAOB, FMMNO- MAM annasva TUMyca, TUno- Wiu
annasus napaLiMTOBUOHbLIX ¥enes (nposBnsioLlascs
CHWXXEHMEM KOHLEHTPaLUMM MOHOB KambLWsA B KPOBU U
cynoporamu) [9]. Takme yacTo BCTpevaloTcs naTonorus
MOYEBbIENUTESNBHOM CUCTEMBI, aHOManWW pa3BUTUS TBEp-
[O0ro 1 MArkoro Heba, pasnuuHble nuuesble avcmopdnig,
HapyLUEHWs1 CO CTOPOHbI LIEHTPanbHON HEPBHOW CUCTEMBI,
rnicuxudeckme 3abonesaHns v yMCTBeHHas oTcTanocTs [9].

MMMyHonornyeckune Hapylwenusa npu 22q11.2DS
oTMeuvalTcs npuMepHo B 77% cnyuaes [8] u Bo3HK-
KaloT B pesynbTaTte runonfaasvum TUMyca c nocne-
OYIOWLMM CHUMKEHMEM npoaykuun T-kneTok. OBbluHO
T-kneTouyHass numdponexus HabniogaeTcs B NErkon u
YMEPEHHON CTEMNEHW, OBHAKO BO3MOKHbI 1 ipyrme nMMy-
HOJIOrMYECKME HAPYLUEHUSA. CHUKEHWE Myna HauBHbIX
T-TMMdOUMTOB, U3MEHEHUA MYMOPAribHOrO 3BEHa U Ap.
KnnHuyeckn nMMyHoneUUMT NposBNSeTCs UHAEeK-
LIMAMU PasNINYHON CTEMEHN TAXECTU 1 HaCTOThI, @ TakxKe
ayTOMMMYHHbIMU W anneprudeckumMm peakumamm [7].

lMaumeHTaM C BbIpaMEHHOW UMMYHHON HELOCTaTOUHO-
CTblo TpebyloTcA perynspHas 3aMecTuTenbHas Tepanus
MMMyHOrnobynuHamu, npodunakTuyeckass NpoTUBO-
MUKpObHas Tepanus, UMMyHOCYMNpeccuBHas Tepanus B
cnyyae passuTMA ayTOMMMYHHbIX OCNOXHEHWR. B psapne
Cry4yaeB €AVMHCTBEHHbIM TepaneBTUYECKUM pPeLLEHVEM
MOMET CTaTb NepecaaKa KyrbTypbl TKaHu Tumyca [7, 10].
MaumeHTaM ¢ coxpaHHON (PyHKLMER UMMYHHON CUCTEMBI
LOCTYMHa BaKUMHALMS, B TOM YACIIE XUBbIMW BaKLMHaMM.

BbipaskeHHbIN KAWHUYECKUN nonumMopduam
22q11.2DS, a Takske Habniopfaemble B psape crnyyaes
yacTMyYHble hopMbl cuHapoMa (Hanpumep, 6e3 BMNC uin
runonapaTMpeo3sa) nogyac 3aTpyaHsoT CBOEBPEMEHHYIO
OMarHocTuKy. B cBfI3n C 3TMM CTAHOBWTCS OYEBUOHOM
3HAUMMOCTb MPOBEAEHUA CKPUHWMHIA HOBOPOMAEHHbLIX
ONS LaHHOR rpynnbl NaUUEHTOB.

B cTaTbe npencTaBneH KAWHWYECKWUWA cryyan
22q11.2DS, BbIABNEHHDBIN B X0 NUIIOTHOO MPOEKTa Mo
CKPWHWHIY HOBOPOMAEHHbLIX Ha NEpBUYHbIE UMMYHOLE-
dmumnTtel B Poccuitckon ®epepaumnv B 2022 r. Poputenu
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nauveHTa Aanu cornacue Ha UCMonb30BaHWe WHAOP-
Mauuu, B TOM uucne goTorpachuii pebeHka, B HayuHbIx
nccnenoBaHusix U nybnvkaumsx.

KITMHWUYECKUM CITYYAN

Manbuuk M., 2022 roga poskaeHus. M3 aHamHesa:
pebeHok oT 1-i1 BepeMeHHOCTW, NpoTekaBsLlel 6e3
ocobeHHocTel. B npeHaTanbHOM nepuone BbiSBNEH
BMC - pucnponopuua pasmepoB cepaua, fedekT
MEJKKENyJ0UKOBON MEePEeropoakun, NBOMHOE OTXON-
OeHWe MarncTpanbHbIX COCYA0B OT MPaBOro sKesynaoyka
noa BonpocoM. Popbl caMocTosATeNbHble, Ha CpPOKe
38 Hepenb. Macca npu poxpeHun 3370 r, pocT 51 cM,
oueHKa no wkane Anrap 8/8 6annos. OcMoTp HOBOpO-
YKOEHHOro CTUMM AM33MbpuroreHesa He BbISBUII.

CocTosiHVME NpW POXAEHUN PaCLEHEHO Kak CpenHen
CTEMEHN TAKECTU 3@ CUYET YMEPEHHbIX ObIXaTeflbHbIX
paccTPOMCTB, HEBPOJSIOTMYECKON CUMMTOMATUKK U
BPOMKAEHHOW MHEBMOHUM, B CBA3MU C YeM pebeHok bbin
nepesefeH B [lepuHaTanbHbIv LEHTP Ha 2-e CYTKM nocre
posknenus. Mo paHHbIM nabopaTtopHoro obcrnenoBaHus:
B remMorpamMme — remornobud 187 r/n, TpoMbounTbl
133 tbic./MKkn, nenkounTtbl 10,78 Thic./MKI, nuMdoumnThI
1,25 Tbic./MKN, HetTpodomnbl 7,79 Thic./MKn, B BUOXUMM-
UECKOM aHanuse Kposu — C-peakTuBHbIi 6enok 28 mr/n,
KanbLmi 0BLUMiA 2,43 MMOSb/N, KpeaTuHUH 64 MKMonb/1,
MoueBMHa 2,1 MMonb/1.

Ha peHTreHorpamMme oTMevanacb oyarosas NMHeB-
MoHwus. [poBoaunack aHTBMOTMKOTEpanusa v NPOTUBO-
rpvbkoBas Tepanus.

3xokapavorpamma: onucax BINC — nepumembpa-
HO3HbIN [edeKT MexKenynoukKoBOW neperopoaku
6—7 MM, NeBO-NpaBblii LLYHT, OTKPbITOE OBafibHOE OKHO
3,8 MM, neBo-npaBbii WYHT. HenocTaTouHOCTb TPUKY-
CNMAanbLHOro KnanaHa | cTeneHun, OTKPbITbIN apTepu-
anbHbIA NPOTOK 3 MM, MPEeVMYLLECTBEHHO J1EBO-MPaBbIi
WyHT. Co 2-1 Hepenu K13HW 0TMEYanocb HapacTaHue
MPW3HAKOB CEPAEYHOM HELOCTATOYHOCTM — BblpaskeHHas
OfbILLKa B MOKOE, B CBA3KM C YeM NPOBOAMIIach Tepanus
LVIrOKCUHOM C MOSOKUTENBbHON ANHAMUKOMN.

Mo AaHHBIM YNbTPa3BYKOBOIO MCCNEAOBaHNSA OpPraHoB
BpOWHON MOMOCTU: LBYCTOPOHHUI MeraypeTtep C
KWCTO3HOW MCriasuei NpaBoi Moyku, rmapoHedppoTHye-
CKasi TpaHcdhopMaLms 1IEBOV MOYKK, YpeTepoLese cnpasa.

Mpu npoBepeHun ckpuHuHra Ha (N[ MeTopnoM
MYNbTUMMEKCHON MONMMEpPa3HON LEenHOW peakummn ¢
ncnonb3oBaHneM Habopa peareHtoB Eonis SCID-SMA
kit (PerkinElmer, ®uHnangua) 6bino onpepenexo,
yTo KoHueHTpauua TREC B obpasue cocrtaBnseT
0 konuit/10° kneTok. B cBAsK ¢ 3TUM pebeHky bbino
BbIMOSTHEHO fononHUTenbHoe obcnefosaHne — ynbTpa-
3BYKOBOE MCCIEefoBaHWe TUMYyCa, BbIBMBLUEE €ro
runonnasui. PebeHok rocnutanuamposaH B HMUL|
OroOn wm. Omutpus PorauveBa B uensax Bepudu-

Kauuv guarHosa v nopgbopa Tepanwuu. lpu nocTy-
NeHWM OTMEeYanuChb BblpPaMeHHas OfbllLKa B MOKOe,
CUCTONMMYECKMI LWYM HaL obnacTbio cephua, a Takxe
ocobeHHOCTM NMUEeBOro cKeneTa W HW3KO noca-
KeHHble U 0ed)OPMUPOBaHHbIE YLLIHbIE PaKOBUHBI. 1o
pesynbTataM nabopatopHoro obcnenoBaHusa: B reMo-
rpamme — 6e3 natonoruu, B BUOXMMUYECKOM aHanunse
KpOBW — rUnokanbumMemMus (KanbLmit MOHU3UPOBaHHbIA
0,88 mMmonb/n (Hopma 1,15-1,27 MMonb/n), KanbLwii
0bwwmit 1,66 mMmonb/n (Hopma 2,25-2,75 Mmonb/n).
B uenax koppekuuu runokanbuMeMum HasHauvyeHa
CMMMTOMaTnyeckas Tepanus. HecmMoTps Ha NpoBOAMMOE
neyeHne, 0TMeYanach oTpuuaTesibHasi GMHaMKKa B BULE
pa3BUTUS MOBTOPHbIX 3MM30A0B CYAOpPOr. [0 faHHbIM
nabopatopHoro obcnepoBaHna — B BMOXMMUYECKOM
aHanu3e KpoBW coxpaHanach runokansunemus. Mpose-
AeHa NMOBTOPHO KOPPEKLMS Tepanun.

Mo paHHbIM 3M1eKTpo3HLUedanorpadumn, HeMpOCoOHO-
rpadumn, MarHUTHO-pPe30HaHCHON ToMOrpadoum rofoB-
HOro Mo3ra TUMUYHOW 3NUNenTUOPMHON aKTUBHOCTM He
BbISIBMEHO, AHHbIX 33 MOPa)EHWE rOfI0BHOMO MO3ra Her.
[MOBTOPHbIX 3MM30A0B CYAOPOr HE OTMEYanoch.

Mo paHHBIM MMMYHOMOrnyeckoro obcnenoBaHuns
BbISB/IEHO 3HAUMTENbHOE CHUXEeHue T-nMMMounTOB:
CD3* po 0,18 x 10%/n u ux HauBHOW cybnonynauum
CD45RA*CD197* (0,001 x 10%/11) npu HopManbHbIX
3HaueHuax B (CD19*) u HK-knetok (CD3"CD16*CD56).
Mpy uccnepoBaHUM CbIBOPOTOYHBIX UMMYHOrNoby-
FIMHOB OTKITOHEHU OT BO3PACTHbIX HOPM HE BbISIBIIEHO:
IgA 0,312 r/n, IgM 0,554 r/n, IgG 8,49 r/n,
IgE 244 En/mn (tabnmua).

YuuTbiBas Hanmuue runonfasuMm TMMyca, a Takke
runokanbLmMeMmu, KoTopble coyetanucs ¢ BINC u nmmy-
HOMIOFMYECKUMU HapyLUeHUAMU, BblNo BbICKa3aHo
npeanonoxeHne o Hanmuuum y pebenka 22q11.2DS —
cuHgpoma [duxopoku.

MonekynapHO-LMTOreHeTMYecKas LMarHoCcTmKa
npoBoaMnach MeTonoM doyopecLEeHTHOW rbpuansamm
in situ Ha npenapaTax 13 KynbTyp nuMdounToB nepudpe-
puYecKon Kposu ¢ nokyc-cneumdunyHbiM [IHK-30HAOM
Ha KpPUTUYECKWUI PEermMoH no Mukpopeneuun 22qll.2 B
COOTBETCTBMU C MPOTOKOSIOM HUPMbI-NPOU3BOANTENS.
BoisiBneHa peneuus cermeHTta 11.2 gnvHHOro nneva
XpOMOCOMbl 22. 1na yTOuHeHus pasMepa Aeneunm
BbIMOJIHEHO UCCIEefoBaHWe METOAOM MYJIbTUMIEKCHOM
nMrasosaBncMMoi amnnmdmkaumm npob ¢ ucnonb3osa-
HveM Habopa peakTtneoB P250-B2 DiGeorge probemix
(MRC-Holland), B pe3ynbtaTe KoToporo obHapyseHa
peneums rsa[GRCh37] 22q11.2(19241636_21349221)x1
pasMepoM 2,1 MfH nap HyK/1eoTWULOB B FrETEPO3UIOTHOM
COCTOsIHWK, BKMioYaloLwas B cebsa pernorn LCR22 A-B—C.
Y MaTepu nauneHTa feneumit/aynnmkaumii He BbISBIEHO.
Ob6cnenoBaHuWe OTLA He NMPOBOAMIOCH.

Ha ocHoBaHuv npoBeaeHHOro obcrneaoBaHua nauu-
eHTy amarHoctmposaH MU — cuiopoM Ouflkopamu [11].
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Tabnuua

MMMyHonormueckoe obcnenoBaHve naumeHTa
Table

The immunological testing of the patient

MokasaTenb Pesynbrar
Parameter Result

Hopma
Normal range

JInmcpounTsl, x 10°/n 296

Lymphocytes, x 10%/L 2,92-8,84

CD3", x 10°/n 0.18

CD3*, x 107/L 2,07-6,54

CD3'CD4", x 10°/n 016

CD3*CD4*, x 10%/L 1,46-5,12

CD3'CD8’, x 10°/n a0l

CD3*CD8*, x 10%/L 0,65-2,45

CD19*, x 10°/n 1.34

CD19*, x 10°/L 0,50-1,50

CD3-CD16°CD56", x 10%/n 144

CD3CD16°CD56", x 10%/L 0,04-0,915

E3D45RA*CD197+ |

HavBHble T-KkneTku), % ot CD4 _
CD45RA*CD197* ’ 0.5 54-80
(naive T cells), % of total CD4

CD45RA'CD197*
(HavBHble T-kneTku), x 10°/n
CD45RA*CD197* (naive T cells), x 10%/L

CD45RA*CD197*

(HauBHble T-kneTku), % ot CD8 _
CD45RA*CD197* 1.0 34-13
(naive T cells), % of total CD8

CD45RA*CD197*
(HavBHble T-kneTku) , x 10%/n
CD45RA*CD197* (naive T cells), x 10°/L

HanBHble B-knetku

’[\llg.D*|gM*CD27’], % ot CD19 76,5 71-94
aive B cells

(IgD*IgM*CD277), % of total CD19

HaunBHble B-kneTku

(IgD*IgM*CD277), x 107/L 0,9
Naive B cells (IgD*IgM*CD27), x 10°/n
|[-|epEKJ'IIOl-IEHHbI]e B-kneTku namsTn
IgD"IgM-CD27*), % ot CD19 —
S\?Vitcf?ed B memoryocelts 0.7 1-11
(IgD-IgM-CD27+), % of total CD19

epeknioyeHHble B-kneTkn namMsatu

[IgD’|gM’CD27‘], X 109/11 0.009 0-0.1
Switched B memory cells ’ ’
(IgDlgMCD27"), x 107/L

0,0009 0,6-3

0,0001 02-1,1

0,5-1,8

IgM, r/n ~
M, g/ 0554  04-12
IgG, r/n ~

166 g/t 8,49 3,391
IgA, r/n _

IGA gL 0312 0102
IgE, En/Mn B
IgE,U/mL 244 0-30
TREC, uncno konwui

Ha 100 000 neikounToB o

TREC, the number 0 1300-14000
of copies per 100 000 leukocytes

KREC, un1cno konwui

Ha 100 000 ne#koumnToB 44758  2000-22000

KREC, the number
of copies per 100 000 leukocytes

TpaHcnnaHTaums reMonoaTUYECKMX CTBOSOBBIX KIETOK
NPV AAHHOM COCTOSIHUM He SBMSIETCS KYPaTUBHOW OMNLMeN.

B pesynbTaTe obcnepnoBaHua o4yaroB MHGEKLMU
BblsIBNMEHO He 6bino. OfHaKo, yuuTbiBas BblpPaseH-
HOCTb MMMYHOJIOMMYECKMX HApPYLUEHWH, NauMeHTy bbinn
MHULMMPOBaHbI NpodinnakTUYeckas NpoTMBOMUKPODHas
Tepanusa 1 NoKU3HEHHAas perynspHas 3aMecTUTeSIbHas
Tepanus npenapaTtaMut UMMyHornobynuMHoBs B chopMe Ans
noakoxHoro seeaeHus B fose 0,15 r/kr 1 pas B 7 aHeil.

TaskeCTb COCTOAHMS MauneHTa bbina obycnosneHa
CepAeyYHON HegocTaToOYHOCTbIO. B Lensax npoeeneHus

Bornpock! reMaTonorin/OHKONOM M 1 MMMYHONATOMOM VM B NeanaTpim
2022 | Tom 21 | Ne 4 | 158-162

onepaTuBHoi koppekuum BIC pebeHok bein nepeseneH
B ®IBY «HMUL, CCX um. A.H. bakynesa» MuH3gpaBa
Poccuun, roe ycnewHo BbiMOSIHEHA paAuKanbHas
koppekuusa BIC. Ha doHe 3amecTuTENbHOW Tepanuu
npenapaTaMn UMMyHOMN0BYIMHOB MOCNEONEPALIMOHHBIN
nepvop npoTekan rnagko. PebeHok 6bin BbinucaH nop
HabnogeHve cneunanMcToB, PEKOMEHA0BAHO NPOAo-
KEHWEe MOXM3HEHHOW Tepanuu UMMYHOrnobynnHamm u
NpPodKnIaKTUYECKOW NPOTUBOMUKPOBHOM Tepanuu.

Mo fnaHHLIM KaTaMHeCTUYeCKOro HabnioaeHNA CoCTo-
fHWe maumeHTa B Bo3pacTe 4 MecCsALeB pacLeHMBaeTCs
KaK cTabunbHoe.

OBCYXXIEHUE PE3YJIbTATOB UCCJTELOBAHUA

MprBeaeHHbIN KAMHUYeCKuA cnyvan 22q11.2SD
MHTEPECEH KaK C Hay4HON, TaK U MPaKTUYECKOW TOUKM
3peHus.

lpoBefeHNe CKPUHWHIa MO3BOMMIO MOCTaBUTb
omarHos 22g11.2DS B TeueHve NepBOro Mecsila MU3HM
y pebenka c BIC 6e3 BbipaMeHHbIX COMYyTCTBYIOLMX
heHOTUNNYECKMX NPU3HAKOB, CBOEBPEMEHHO BbISBUTb
TSKENMbIE MMMYHOMOMMYECKNE HapyLLEeHUst U B KpaT-
YalilLMe CPOKM HauyaTb 3aMeCTUTESIbHYI0 U nNpodhmnak-
TUYeCKylo Tepanwuio, YTo, B CBOIO oyepedp, obecrneunno
BrnarononyuHbli UCxon onepaTwBHOW Koppekuun BIIC
Be3 pasBUTUS TAXENbIX MHPEKLUMOHHBIX OCIIOKHEHUN.

KpoMe 3TOro, CBOEBPEMEHHO MOCTaBMEHHbIN
ovarHos 22q11.2DS no3sonsieT He NponycTUTb CONyT-
CTBYIOLLME CUHAPOMY COCTOSIHUS, TaKMe KaK rMnoKasb-
uMeMus, n noMoraet B pa3paboTke nnaHa HabniogeHus
3a TakuMMuW nauneHTamu [7]. HacTopoeHHOCTb B OTHO-
LWEeHUN MHMEKLMOHHBIX U ayTOMMMYHHbIX OCIIOK-
HeHWNn, xapakTepHbix ana 22q11.2DS, v TwaTtenbHbIn
CUCTEMHbIN MOAXOA K HabmiogeHnio 3a naumeHTamm
paHHero Bo3pacTa Mo3BOJSIST CBOEBPEMEHHO BbISIBUTH
OCIIOMHEHMSA 1 NpoBecTu HeobxoamMoe neverne [12].

AHanuaupys nNpeacTaBrieHHbIA KITMHUYECKWI Cryyal,
crnepyeT corfacutbca ¢ pekoMeHpaumamm A, Martin-
Nalda v coasrt. (2019) — Bcerna vckniouats 22q11.2SD
(cunpopom Ounlmopamu) npu T-KNeTouHOW NMMdoneHum
y DeTell B HEOHaTanbHOM Nepuoae Aaske B 0TCYTCTBUE
BbIPaXEHHbIX (DEHOTUMNYECKMX aHOManui Lo HasHa-
YEHMS APYrMX FTEHETUYECKMX UCCREef0BaHUI, B TOM uMcre
C WCMoNb30BaHNEM METOLOB CEKBEHWPOBAHUS Crepyto-
wero nokosnexus [13].

Ba)HO OTMETUTb, UTO CKPUHWUHI HOBOPOXAEHHbIX
Ha TKWH He sBnaetca abcomiOTHO Ha@eKHbIM U
YHMBEpCasnbHbIM CNOCOBOM OMarHOCTUKM MaLUEHTOB C
22q11.2DS, Tak Kak OH upgeHTUdULUMpyeT TONbKO YacTb
peten ¢ 0cobeHHO BblpaeHHOW T-KneToyHow nuMdo-
nexunen [12]. Nons meteit ¢ 22q11.2DS, y KoTopbIX
npu poxaeHun Habniopaetcs HU3KkUA ypoeeHb TREC,
B HacTosilLlee BPeMs HEU3BECTHa, HO, BEPOSATHO, OHa
paneka ot 100%. CywiecTByloT OTAENbHbIE UCCIIERo-




KJIMHUYECKWUE HABJIIOOEHUA

BaHWA, NOCBSLLEHHbIe 3TON npobneme. Tak, Ha OCHOBe
OaHHbIX, onyb/IMKOBaHHbIX B pe3ynbTaTe NpPoOBeAeHus
CKpuHUHra Ha TKUH B HekoTopbix wraTax CLUA (Kanu-
chopHus, BUCKOHCHH 1 Hblo-opK), ycTaHOBMEHO, UTO He
Bonee 15% Bcex cnyvaes 22q11.2DS moskeT BbITb 06Ha-
PYsKEHO B X0fie 3TOro cKpuHuHra [7, 14-16]. EcTb onpe-
OeneHHble HabrogeHns, NokasbiBaloLLKe, YTO YPOBEHb
CD3*- n CD4*-nMchoLMTOB YaLLe CHUKEH MPU NPOKCU-
MasibHbIX feneumsx 22q11.3 (3axBaTbiBalOWMX PErUOHbI
LCR22 A-B, A-C, A-D), Heskenu npu Boree KopoTkux u/
Wnu aucTanbHeix aeneuwsx (B-D, C-D, D-E, D-F) [17].
lMpoBenenvie ckpuHuHra Ha ML B Poccuiickon ®epepatinm
¢ 2023 r. B CpaBHEHUM C PETPOCMEKTMBHBIMW JaHHLIMU O
POCCUMCKMX NaumeHTax ¢ 22q11.2DS no3BonnT OTBETUTH
Ha NOCTaBIEHHbIE BOMPOCHI MaKCMMasbHO MOJSTHO.

3AKITIOYEHUE

PacLumpeHre nporpaMMbl CKPUHUHIa HOBOPOMKAEHHBIX,
3ansaHupoBaHHoe B Poccuickon Pepepaummn ¢ 2023 1., ¢
BkloueHneM aHanusos TREC n KREC nossonut nony-
unTb Bonblue MHGOPMaLMKM M YNYULLUTD HALLUW 3HAHUS
B 3TOM BOMPOCE, YTO NPUBEAET K COBEPLUEHCTBOBAHMIO
PaHHMX OMArHOCTUYECKMX U TepaneBTUYECKMX NporpamMm
onsa naumeHToB ¢ 22q11.2DS B Poccum. Kak nokasbizaet
MMPOBasi MPaKTWKa, HEOHATasbHbIA CKPUHWMHI NOMoraeT

YCKOPWUTb MOCTaHOBKY AMarHo3a u HauyaTb Heobxogumoe
nevyeHve UMMyHornobynuHamm naumeHToB ¢ 22q11.2DS
MakcuManbHo paHo [10]. PaHHsAs nocTaHoBKa auarHosa
M paxe B 0TCYTCTBME KypaTVBHbIX OMLMIA obecneuvBaeT
afeKBaTHOE NIeYEHNE N MaKCMMAasIbHO BO3MOMKHOE Kaye-
CTBO KW3HW MaLMEHTOB.

UCTOYHMUK ®MHAHCUPOBAHUA

ViccnenoBaHue BbINOSHEHO B paMKax Hay4HO-MCCIEeA0BaTENbCKON pa-
6oTbl, noanepaHHoit 000 «HosapTuc dapma» (zorosop Ne1595-M[ ot
29.10.2021) 1 000 «CronuHdpapm> (norosop Ne210714 ot 14.07.2021).
PrUHaHCUPYIOLLME OPraHM3aLmMM He Urpanu HUKaKoi ponn B paspaboTtke
Au3aiiHa uccnenoBaHus, cbope, aHanuse 1 MHTepnpeTaLmu faHHbIX, Ha-
MUCaHUM PYKOMUCK U peLLeHnn onybnmkoBaTb pesynbTaThl.

KOH®JIUKT UHTEPECOB
ABTOpbI CTaTb! NOATBEPANIIM OTCYTCTBUE KOHAPIIMKTA MHTEPECOB, O KO-
TOPOM HeobxoanMo coobLLMT.
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