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Tancenvie KOMOUHUPOBAHHDIE UMMYHOOEPUUUMDL — 2eMepOeHHAS 2Pynna 3a00/1e6aHUN, OMHOCAULUXCS

K NepeuuHbIM UMMYHOOePUUUMHBIM COCOSHUSM, 00YCI067IeHHbIM 0eeKMOM PA3TIUYHBLX 36eHbES UMMYHHOL
cucmembvl. B cmamve npedcmasnen KAUHU4eCKULl Cay4ati msmxcenozo KOMOUHUPOBAHHO020 UMMYHOOePUUUmMa

¢ Huskum cooepucaruem T- u B-knemox y 60comumecsHozo pebeHKa.

Knioueevie cnosa: nepsuunvie ummyHodeuyummvie COCMMOAHUS, MAHeble KOMOUHUPOBAHHDbLE
ummyHoOepuvumeot, T-numgovyumui, B-numgpovyumol, anmumena, aHmuzeHo
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AKTyanbHocTb

Tsxensle KOMOVHMPOBaHHBIE MMMYHOLE(QUIUTHI
(TKVM ) - rpymnma reHeTMYecKy e TepMIHUPOBAHHBIX
reTepOreHHbIX 3a00/IeBaHMIl, OTHOCAIIUXCS K ITepBUY-
HBIM MMMYHOZE(UIIUTHBIM COCTOSHMAM, KIMHIYECKN
Y IMMYHOJIOTMYeCK) XapaKTepUsYIOIXcs fedeKTaMu
PasINYHBIX 3BeHbeB IMMYHHOJ CHCTEMBI C HapyLIeH!eM
¢ynknym T- u B-xerox [1].

JlanHas rpynna 3aboyieBaHMiT BCTpeYaeTCs HOCTaTOY-
Ho pexko. Yacrora poxpaenns nanuentos ¢ TKI]] Ba-
pbUpYyeTCA OT OHOTO C/Ty4as Ha 46 ThIC. HACE/IEHNA JI0
OfHOTO crydas Ha 80 ThIC. HACENIEHMA, CPEJHMII TIOKa-
3arenb — 1:58 000 HOBOpoXXeHHBIX [2, 3]. [To naHHBIM
peTrMOHANIbHBIX PerucTpoB, B Poccuu Ha ydere y um-
MYHOJIOTOB COCTOMT OKOJIO 1,5 THIC. TAIIVIEHTOB C KIMHY-
4eCKUM JMarHo30M IePBIYHOrO MMMYHOzeduIuTa [4].
TKU]I cauTaoTcss ORHUMY 13 Hanboree OMTaCHBIX CPent
IepBUYHBIX UMMYHO#eduuToB. [Tpu aToit maTonoruu
HaOmoaeTcsA HEFOCTAaTOYHOCTD K/IeTOYHO-OIIOCPefo-
BAaHHOTO MMMYHUTETa, MMMYHHAas CUCTeMa He CIIO-
co6Ha IPOTUBOCTOATb MH(MEKIMOHHDBIM, OaKTepyab-
HBIM M BUPYCHBIM areHTaM. Kak crefcTBue — 4acThble,
TSDKENIO IIpoTeKalomue MHPeKIUY, ayTOUMMYHHBbIE
3a00/IeBaHMs, a TaK)Ke IOBBIIICHHBIN PUCK PasBUTUA
3710Ka4eCTBEHHBIX HOBOOoOpasoBauuit [5-7]. Ilpu na-
60paTOPHOM HMCC/IeJOBAaHNY B GONBUIMHCTBE CIy4YaeB
BBISIB/ISIIOT TMIIOTAaMMArao6yInHeMuio, 1uMQpOLNTO-
IIeHVIO U CHIDKeHMe IponudepaTuBHON aKTUBHOCTH
nmuMonyTos [1].

B HacTos1Iee BpeMs eAMHCTBEHHBIM 3¢ (eKTUBHBIM Me-
topoM nedenns 6onpHbix TKU]I siBisieTCs TpaHCIIaH-
TAIV TEMOIMTOITUIECKUX CTBOIOBBIX KIETOK. D dex-
TUBHOCTD IIPOLIEAYPHI 3aBUCUT OT BO3PacTa IALMeHTa:
o61as BepkuBaeMocTb feteit ¢ TKUJI, npoonepuposaH-
HBIX B BO3pacTe [io 3,5 MecAIa, 4epes IATH JIeT MOoCe
TPaHCIUIaHTaUuM npesbimaeT 94%. KoHeuHo, npu
YCIOBMH OTCYTCTBUSI KAKUX-TNO0 MHPEKIMOHHBIX IIPO-
I[eCCOB Ha MPOTSKEHUNU yKasaHHOTo neproga. Obmas
BBDKMBaeMoCTb fietelt ¢ TKV], npoonepupoBaHHBIX
B BO3pacTe craple 3,5 MecsAlja U IepeHecInx nHpeKm-
OHHbIE 3a60/IeBaHls, COCTaBIsAeT 0KoIo 50% [8]. CBo-
eBpeMeHHas IMaTHOCTHKA ¥ JIeUeHye IePBIYHBIX IMMY-
HOZIe(UIIMTHBIX COCTOSHUI CIIOCOOCTBYIOT YITY4IIEHNIO
COCTOAHNUA 6ONBPHOTO U 6/IATONPUATHOMY TE€UEHUIO 3a-
6onesannsa. OTcpoyeHHas [UATHOCTUKA M OTIOXEHHOE
JledeHNe aCCOLMUPYIOTCS C JIeTaTbHBIM UCXOH0oM [9].

Knunnueckuin cnyvait

Manpunk, 8 mecaues. OTMedanuch pacIpoCTpaHeHHad
ChIIb, 6ECIIOKONCTBO, Pas3XIDKeHNe CTY/Ia C IIPUMEChI0
cmmsu u 3enenn. bonen ¢ poxpenns. Ilo pesynbratam
PacIIMPEHHOTO HEOHATa/IbHOTO CKPMHMHIA METOMOM
MYJAbTUIUIEKCHONM IIOMMEPA3HOM LENHOM peaKuun
(TILIP) - cumxenne yposueit KREC u TREC fo 0.

16 despansa 2024 r. mpu UMMYHOGDEHOTUIIMPOBAHUU
mMbonutos nepudepnyeckorr kposu CD3+ T-xner-
ku u CD19+ B-ximerku He oOHapy>keHBI. IlamueHT
IIOCTaBJIeH Ha JAUCIIAHCEPHBIIL y4eT B Pecry6muKaHcKoM
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neprHatanbHoM 1eHTpe M. C. Omaposa ([larectan).
ITo MecTy >KUTeNbCTBA Ma/JIb4MK HAXOAWU/ICA B YC/IOBU-
AX M3OALUY, VHQEKIMOHHBIX SIU30[0B He 3aUK-
cuposaHo. C 1 mo 6 mapTa 2024 I. IpoXoAUT eueHue
B OT/eJIeHMY TPaHCIUIAaHTaLuu KocTHoro mosra (TKM)
Pecny6nMI<ch1<0171 IETCKOM KJIIMHUYECKON 6O0IbHUIIBI
(POKB). ITpoBeneHO KOHAMIMOHMPOBAHME B PEXIM-
Me: TpeocynbdaH 36 mr/m? ¢nymnapabun 150 mr/m>
B nensax mpodumakTUKy peaKluy «TPaHCIUIAHTAT IIPO-
tuB xo3sanHa» (PTIIX) masHawanu nuxnopochamup
50 Mr/kr (TpeTuit ¥ 4eTBEPTHIl JeHb), PUTYKCUMAO
(mepBoIT feHDb), pyKcomuTuHUO (meHb 0), abararent
(mepBble, cefbMble U 14-e cyTKnM), Tounnusymab (mep-
BbIe, 1IECTbIE, 14-€ CYTKM), Bemonusymab (mepsble, mec-
ThIE, 11, 19, 22-€ cyTK™M).

7 mapra 2024 1. B ycnosuax orgenenuss TKM PIKD
IpoBefleHa TPaHCIIAHTALMSA aJJIOTEHHOTO KOCTHOTO
MO3Ta OT TalIOUIeHTUYHOrO oHOpa (Martepnu). B paH-
HeM IOCTTPAHCIUVIAHTAI[IOHHOM IIepyOfie Pa3BUJINCD
OCJTIOXHEHMS: aIlyIa3}sl KPOBETBOPEHMS, 9PUTPeMMUA,
aHTepokonut/mHTecTuHanpuass ¢popma PTIIX, SARS-
CoV-2-acconumposanHas uHdeKnma 6e3 KIMHNIeCKINX
IPOSBIICHNUI, XPOHNYECKMIT aCIMPAllVIOHHBI CHHAPOM,
BOCIIa/JINTE/IbHbIE I3MEHEHN IepraHaTbHON/ATOnNY-
HOII o6ymacTu, TpeocynbdaH-acCONUNPOBaHHAA TOKCHU-
nepmusA 1-11 cTenieHy, MAaHHaHEMMUA.

23 mapTta 2024 r. JOCTUTHYTO JIEIKOLUTAPHOE IIPVKIB-
nenue (Ha 16-e cytku). Ha ¢pone mpoBopmmoit Tepannmu
PAJL OCTIOKHEHUIT KyIIMPOBA/ICh IIOTTHOCTBIO, YaCTUYHO
C IIOJIOXKUTENIbHOM mMHaMuKoi. I1o okoHYaHMM STama Te-
pamnuu BeinucaH n3 otaenenns TKM.

C 10 ampens 2024 r. B nH}EKLUNOHHOM CTaTyCe OTMe-
Yajacb OTpUIjaTe/lbHAsA FeMOAMHAMUKA: BANIOCTD, JIU-
XOpajKa, BbIcOKas pebpunbHas temmeparypa (39,0 °C),
cHwkeHHbli1 anetnt. [IpoBegena [TIP (Ma3ok 13 HOCO-
rnotkn) Ha COVID-19. B remorpaMme npusHaku aHe-
MUM CpefHell CTeleHN TshKeCcTH (reMornobuH — 79 r/m).
JIabopaTopHOIt BOCIIaTUTENbHOM akTUBHOCTH HeT. C 3a-
MECTUTE/IbHOI I[e/IbI0 IPOBefieHa reMOTpPaHCY3us
9PUTPOLNUTAPHON Macchl (00MyYyeHHOI) U3 pacyera
15 mMn/Kr. B 1ensax MMMyHOMORYIAIMM [TOKa3aHa Tepa-
nusl BHyTpUBEHHBIMU MMMYyHOrToOynnHamu (BBUL),
KypcoBas fo3a — 5 I. 10 anpena BHyTPUBEHHO Kalleflb-
HO BBefieHO 2,5 r BBUI. Tepamnmio nepeHec ynoBneTBO-
PUTENbHO, HEXeIaTe/TbHbIX peaKnNil He OTMedYasoch.
[TnanMpoBanoCch MPOJOIKUTE UMMYHOCYTIPECCUBHYIO
Tepanmio abaTalenToM, BefonusymaboM. ExxenHeBHO
¢ MaTepplo pebeHKa IPOBONMIINCDH Oecensl 0 HeOOXOmM-
MOCTH COOIOfEHNST CAHUTAPHO-3MMAEMIOTIOTUYECKIX
TpeOOBaHMII B LIe/IAX NIPeRYNPex ieHNA MHPEKIIMOHHBIX
OCNIO>KHeHMit. MaTh BBIIONMHATA TpeGOBaHNs JaCTUYHO,
HepUOANYECKU UTHOPUPOBAIA IPOChOY MEAUIIHCKOTO
II€PCOHA/Ia O PETryIAPHOM CMEHE CTEPUTIbHON OfIeX/IbI
[P BXOJie B CTEPU/IBHBII HOKC C TEPPUTOPUIL OTHENE-
HUAL.

C 11 mo 17 anpens 2024 r. naunent ¢ TKV] nosTopHO
ObUI TOCITUTATNSMPOBAH B OT/AE/IEeHIe KINHNIECKOI M-
MYHOJIOTMIM ¥ PEBMATOJIOTUI IJIA NPOJO/DKEHNUA Tepa-
nun. CocrosiHne pebeHka cTabuIbHOE, TSKEIOe 1O Te-
YEHMI0 paHHEro IOCTTPAHCIUVIAHTAI[MOHHOTO IIepyofa.

leauarpus

KNMHKUeCKaa npakT

HexoTopas HmONOXXNUTe/NIbHAA OVHAMMKa 0OYCIOBIeHa
KYIUpOBaHNEM IaCTPOMHTECTUHAIbHBIX NPOSABICHNIN
(cTyn Tpu pasa B CyTKM, 6€3 mpuMecei), yCBOAEMOCTDIO
. JInypes aeKBaTHBbIIN.

JlaHHBIE TeMOTrpaMMBlI OT 15 anpesna 2024 r.: BeIpa>KeHHaA
neviko- (0,71 Toic/mMkn) n mumdonenus (0,19 Toic/MKI),
arpanynonutos (0,21 Teic/MKi). JlabopaTopHOIT Bocna-
NUTENbHON aKTMBHOCTY HeT. B 61oxummdeckoM aHanmse
KPOBU COXPAH:AJICS YMEPEHHbIN LUTOMUTUIECKUI CUH-
mpoM (acmapraTamunoTpaHcdepasa — 48 EJl/n, ramma-
rIyTaMmMaTpadcnentuaasa — 127 EJl/n, nakrarmerngpo-
reHasa — 375 ME/n). Panee nmpoBogumas Tepamus
IIPOJO/IKEeHa.

11 anpesst 2024 r. BHy TPUMBEHHO KaIle/IbHO BBefleH abara-
yent u3 pacyera 10 mr/kr (55 mr), 2,5 r BBUL.

12 anpens 2024 1. BHyTPMBEHHO KaIleIbHO BBEJEH BEJO-
mmaymab us pacdera 6 Mr/kr (33 mr). Tepanuio nepenec
YIOBIIETBOPUTENIBHO, TOOOUHBIX peaKlMit He OTMeva-
nock. C 1ebio CTUMYIALUYI TPAaHY/IOLUTAPHOTO POCT-
Ka KpoBeTBOpeHus mHunumuposana tepanus GCS-F
(¢mnrpactum) n3 pacdera 4 Mxr/kr/cyt. IlonydeH xo-
pOLINIT TeMaTONMOrn4eckuil oTBeT (ypoBeHb HelTpodu-
noB — 5,21 TbIc/MKI). B 06/acTu BBeneHNs TyOepKyes-
HOJ BaKLMHBI — IIYCTy/NIa 5-6 MM, ITOKPbITasA KOPOYIKOIA,
3/IeMeHT OKPY>KeH BeHYMKOM IIIepeMNH, TUIIePTePMUA.
ITpusHakoB MHOUIBTPALVUY, PErMOHApHOI MuMbane-
HonaTtuu HeT. ITo pesynbraram IIIP JTHK BbiABneHbI
Mycobacterium bovis BCG, Mycobacterium tuberculosis
complex. HasnadeHa cneumduieckass aHTHOAKTEPU-
anpHas Tepanusa: pudaMnouiuH (MeCTHO), aMUKalMH
u3 pacyera 15 MI/Kr/cyT (BHYTPUBEHHO CTPYIIHO).

27 ampens 2024 1. BBegeH BBUI (2,5 r). OTmeuanach
HEKOTOpas IIO0/I0KUTe/IbHAA AMHAMUKA: COXPAHANACH
nenkonenusa — 1,8 ToIc/MKII, HO HabIIOgaMACh TEH/IEH-
A K HopManusanym yposHs muMeonutos (0,54; 0,84;
0,9 TeIc/MKI), HeitTpoduos (0,45; 0,61), aHeMus 1erkoi
crerneHn Tsokecty (reMorno6us — 92-95 r/n).

29 anperns 2024 I. KOHTAKT 110 KOPU.

C 3 aBrycra 2024 1. MaThb CaMOCTOSATENbHO OTMEHNIA
Tepamnio, PeKOMEHOBAHHYIO B IOCTTPAHCIIAHTAI[VIOH-
HOM Iepuofie: 1eBOGIOKCAlVH, TPUMETOIPYUM, PYCOTIN-
TUHUO, BOPUKOHA301I, praKCUMUH, YPCOLe30KCUXOIe-
Bas KUC/IOTA, 6ygeHodanbkK, oMenpason, ButaMuH D,
abararenT OfMH pa3 B MeCAL.

9 aBrycta 2024 I. Be4epoM IOSABUIACDH CHIIIb B 00/1aCTU
COVHBI X )KMBOTA. YTPOM CJIEAYIOLIETO JHSA CHIIb pac-
IIPOCTPaHM/IACh Ha KOXY JIMIIA, BEPXHUX ¥ HIDKHUX KO-
HedHocTell. MaTb 06paTu/Iach K IeAuaTpy 1o MecTy SKu-
TeNbCTBA. Bbl/la Ha3HaYeHa TepamyA: AMOKCUKIAB 250 Mr
IBa pasa B cyTKH, J/IuHexkc Popre ofHa KaIrcyna ogvH
pas B cyTKu, Budepon 500 mr/cyt, bponxumnper TII,
Axsamapuc, 3uprek, Butamus C, Mupamuctus. Ha done
Tepanuy, peKOMeHITOBaHHOI MeINaTPOM II0 MeCTY >KIU-
TENbCTBA, C OTPULIATE/IBHOV AVIHAMUKON B BU/J€ TIOBBI-
IIeHMA TeMIIepaTyphl 10 GpeOpIIbHBIX 3HAYeHMI U Kalll-
JeM HalMeHT OBUI TOCIUTANIU3MPOBAH B OTHENECHNE
peaHMMaIMy U MHTEHCUBHON Tepanuu Pecny6mukaHc-
KOTO 1IeHTpa MHGEKINOHHBIX 60/Ie3Hel, IpoduIakTu-
ku u 60ps6s1 co CITMJom um. C.M. Maromenosa (Ma-
XayKaja) C [UarHO30M: «TsDKeNblii KOMOMHIPOBAaHHBIN
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UMMYHOAePUIVT ¢ HUSKMM cofiep>kaHueM T- u B-kie-
TOK. XpOHUYecKas IpuobpeTeHHasA YUCTasg KPaCHOKJIe-
TOYHAs annasusd. ANJIOTEHHasA TPAHCIIAHTALMA KOCT-
HOTO MO3Ta OT TaIUIOMAEHTUYIHOTO JJOHOpa (Marepu).
Anemust cpenHeit crereHn TsDKecT. OCTpBI OPOHXUT».
C 16 mo 22 aprycrta 2024 1. mony4an medTpraKkcoH
400 mr/cyT, amuKanyuH 260 Mr/cyT, leKCaMeTa3oH 2 MT
IBa pasa B CyTKH, renapuH 100 E]l yeTbipe pasa B CyTKH,
a TaKkXXe CHMIITOMATUYeCKylo 1 MHQPY3MOHHYIO Tepa-
0. 16 aBrycra 2024 r. cjaH aHaau3 KPOBM Ha aHTUTE/NA
k xopu (IgM - 0,1, 1gG - 0,03). [InarHo3 Kopu UCK/IIOYEH.
C y4eToM OTMEHBI MaTepbl0 UMMYHOCYIIPECCHBHOI Te-
panuu, peKOMEHJ0BAaHHOJ B IOCTTPAHCIIAHTAL[IOHHOM
Hepuofe, a Tak)Ke XapakTepa BBICBIIAHMIT y peOeHKa
ObITa 3aperncTpUpOBAHA KOXHO-TACTPOMHTECTUHAID-
Hasg popma PTIIX (crmycta 100 gHeit mocne TpaHCIIaH-
TalV TEMOIIOSTUYECKUX CTBONOBBIX KJIETOK). B cBA3M
€ 9TMM 23 aBrycTa HpoBefieHa KOMOVHIPOBaHHAS IMMY-
HocympeccuBHas Tepanus (abatanent 10 Mr/Kr, MeTnI-
npegHM30/I0H 5 MI/KT Ne 3). Ha ocHOBaHMM pe3y/IbTaToB
UMMYHOQeHOTUIMpOoBaHMA (BbICOKUIT ypoBeHb CD19+)
25 aBrycTa MHUIMMPOBAHA Tepamusa PUTYKCHMaOOM.
BrinmonHeHo nepBoe BBefleHMe B fo3e 375 Mr/M>%.

26 aBrycra B LeNSAX MMMYHOMOJAYIALVY BHYTPUBEH-
HO KamenbHO BBefeHo 2,5 r BBUI. Ha done nevenns

Nuteparypa

3aUKCUPOBaHA ITOMTOXKUTEIbHAsA KIMHUKO-TabopaTop-
HasA IMHAMUKa.

18 cents6ps 2024 r. mpoBefeHAa MMMYHOCYIIPECCHUB-
Hasl Tepanys TeHHO-MH)XXeHEPHBIMIU 6MOIOTNYeCKIMNU
IpenapaTaMiu: BHyTPUBEHHO KaIleJIbHO BBEfIeH BefO-
nuaymab n3 pacdera 10 MI/Kr.

20 u 22 centsa6pa 2024 r. BBenen BBUTI B fose 2,5 . Te-
panuio nepeHec yJOBIE€TBOPUTEIbHO, HEXKEMATeTbHBIX
peaKLuil He 3aperuCTpUPOBAHO. BhINNCaH B yIOB/IETBO-
PUTETbHOM COCTOSAHMY I0f, HAO/MIOfeH e CIeLNaINCTOB
IO MECTY >KUTE/bCTBA.

06cyxpaeHne

TKU]I c auskum copepsxanueM T- u B-kneTok B oTCyT-
CTBJE CBOEBPEMEHHOJT IMarHOCTUKM U JIe4eHNA B 60/Ib-
HIIMHCTBE C/IyYaeB HPUBOJUT K JIETaJIbHOMY MCXORY
B IIepBbI€ TOfIbI XM3HU. B cpefHeM [uarHos ycTaHas-
nuBaeTcs B mepBble 30 [He )Ku3Hu pebeHKa, HO B psifie
CITy4aeB CPOK MOXKET YBEIMUMBATbCS 10 HECKONIBKIX JIET.

3aKniouenune

ITpemcraBneHHbINI KIMHNYECKUI CIydall CBULETENbCT-
BYeT O TOM, YTO paHHAA JMArHOCTHKA U JIEYEHUE TsKe-
JIBIX (POPM MEPBUYHBIX UMMYHOAEDUIMTHBIX COCTOSHIIL
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1. [Hetcxue 6onesun / nox per. H.IL. IlTabamosa. M.: Meguuunckas nuteparypa. 2009; 989-1027.
Kwan A., Abraham R.S., Currier R,, et al. Newborn screening for severe combined immunodeficiency in 11 screening

programs in the United States. JAMA. 2014; 312 (7): 729-738.

3. Ryser O., Morell A., Hitzig W.H. Primary immunodeficiencies in Switzerland: first report of the national registry in adults
and children. J. Clin. Immunol. 1988; 8 (6): 479-485.

4. Jlarpiuesa E.A. TlepudHbIe MMMYHORE(PUIIUTBL: COCTOSHME IPOO/IEMBI Ha CETORHAIIHMIL AeHb. JMF-nieHTpsI B Poccun.
Borpocsl coBpeMeHHoIt teauarpun. 2013; 12 (6): 73-77.

5. Miizes G., Sipos E. Primary immunodeficiency and autoimmune diseases. Orv. Hetil. 2018; 159 (23): 908-918.

6. Amaya-Uribe L., Rojas M., Azizi G, et al. Primary immunodeficiency and autoimmunity: a comprehensive review.
J. Autoimmun. 2019; 99: 52-72.

7. TysankuHa VI.A. K BoIlpocy AMarHoCTMKM MMMYHOIIATONIOIMN. MeauiHCcKasA uMMyHosnorus. 2010; 12 (6): 485-496.

8. PayS.Y, Logan B.R,, Griffit L.M., et al. Transplantation outcomes for severe combined immunodeficiency, 2000-2009.
N. Engl. J. Med. 2014; 371 (5): 434-446.

9. Anderson J.T., Cowan J., Condino-Neto A., et al. Health-related quality of life in primary immunodeficiencies: Impact
of delayed diagnosis and treatment burden. Clin. Immunol. 2022; 236: 108931.

Severe Combined Immunodeficiency with Low Levels of T and B Cells
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Severe combined immunodeficiency is a heterogeneous group of diseases related to primary
immunodeficiency conditions caused by a defect in various parts of the immune system. The article presents
a clinical case of severe combined immunodeficiency with low levels of T and B cells in an eight-month-old
baby.
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