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Pesiome

[llaHHas cTaTbA NOCBALLEHa Hanbonee pacnpoCTPaHEHHOW rpynne BPOXKAEHHbIX HapyLue-
HU MMMyHKTeTa. MNpeacTaBneHa akTyanbHasa obuwas nHdbopmauma o rpynne HapyLLeHWA
C NPerMyLLEeCTBEHHOWN HEAOCTAaTOYHOCTbIO aHTUTEN, ee Knaccudbukaums. SNMaeMmonorms
nepBUYHbIX UMMyHOoZedunLTOB B Pecnybnuke benapycb nmeet cBor 0COGEHHOCTM, HO He
NUMeeT KPUTMYECKNX OTINYMIA OT 06LLeMUPOBON. be3ycnoBHO, ypoBeHb BbiIBIIEHUA NaLu-
€HTOB C BPOX/EHHOWN HeJOCTaTOYHOCTbIO aHTUTEN HIXKEe NPefnoNiaraemMoro B CBA3Y C HU3-
KOW HAaCTOPOXKEHHOCTBIO KNMHULMUCTOB, BO3MOXXHOI MaHudecTaurein B pasfinyHOM BO3-
pacTe, BapnabenbHOCTbIO KIMHUYECKUX MPOABIIEHN, JOPOroCTOALLEeN MONEKYNAPHON
LMarHocTuKom. MNpu 3Tom cyllecTByeT 3amecTTeNbHanA Tepanus, KOTopasa MOXeT cenaTtb
NHGEKUMOHHBIN CUHAPOM KOHTPOSIMPYEMbIM, YMEHBLUNTb PUCK OCNOMXHEHUI, KOTOpble
MOTYT NPUBOAWTb BNOCIEACTBUN K HapyLUeHWNO GYHKLUM OPraHOB U CUCTEM U UHBaNUAM-
3aunn NauneHTa, CHU3UTb aKTVBHOCTb ayTOMMMYHHOW NaToIOrMn U NPUY 3TOM CMAMYUTb
UMMYHOCYMNPeCCHIo, CHNU3UTb BEPOATHOCTb paHHel MaHndecTaumy HoBoobpas3oBaHUi 1
B LIe/IOM YNYULUUTb KaYeCTBO XIM3HM NaumeHTa. [1o BO3MOXHOCTM NpeanoyTeHne oThaeTca
NOJKOXXHOMY UMMYHOTNIO0YNINHY 11 UHAMBUAYaNIbHOMY MOAXOAY K NalUeHTy C NofyYeHu-
€M 3aMeCTUTENbHON Tepanumn Ha JoMy. B CBA3M ¢ 3TUM KpaliHe BaXXHO MpurBfieYb BHMMA-
HYe MeJULNHCKON O6LeCcTBEHHOCTN K JaHHOW rpynne NaTtoNorMin Ana paHHen gmarHo-
CTUKW 1 CBOEBPEMEHHOW NEPCOHNPULIMPOBAHHON Tepanuu.

KnioueBble cnoBa: BpoXKAeHHble HapyLLeHWA MMMYHUTETA, NePBUYHbIE UMMYHOZedULM-
Tbl, MPeUMyLLeCTBeHHasA HeJOCTaTOYHOCTb aHTUTEN, ANArHOCTMKa, o6Lan BapunabenbHas
UMMYHHasA HeJOCTaTOUHOCTb, CENeKTUBHbIN AedbnLUT UMMYHOTNo6ynrHa A, 3amecTuTesb-
Has Tepanusa UMMyHOrno0yNMHOM
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Abstract

This article is devoted to the most common group of inborn errors of immunity. Current
general information about the group of disorders with predominant antibody deficiencies
and its classification are presented. The epidemiology of primary immunodeficiency in the
Republic of Belarus has its own characteristics, but has no critical differences fromthe global
one. Certainly, screening rates for patients with congenital antibody deficiency are lower
than expected, due to clinicians’ low alertness, variable age of manifestation, variability
of clinical manifestations, and costly molecular diagnostics. Meanwhile, a substitution
therapy exists allowing this infectious syndrome to be controllable, reducing risks of
complications further leading to organ and system dysfunction and patient disability,
decreasing autoimmune pathology activity while mitigating immunosuppression,
reducing the possibility of early neoplasm manifestation,andin general improving patient’s
quality of life. Whenever possible, subcutaneous immunoglobulin and an individualized
approach to each patient receiving substitution therapy at home are preferable. Therefore,
it is extremely important to draw attention of the medical community to this group of
pathologies for early diagnosis and timely personalized therapy.

Keywords: inborn errors of immunity, primary immunodeficiency, predominant antibody
deficiency, diagnosis, Common variable immunodeficiency disorders, selective IgA
deficiency, immunoglobulin replacement therapy

B BBEJEHWE

BpoxpaeHHble HapyLeHua nmmyHuteta (BHW) (Inborn errors of immunity (IEl)) - rete-
poreHHas rpynna 3aboneBaHuil, 06yCOBNEHHasA reHeTUYeCkn AeTepMUHMPOBAHHBIMU
HapyLeHUAMU CUCTeMbl MMMYyHUTeTa. [pefcTaBneHbl HO30M0MUAMU C BapurabenbHbIMU
MMMyHOMaTOreHe3amm 1 LWNPOKMM CMEeKTPOM HapyLUeHWUI, KOTOpble MPOABAAITCA KNu-
HUYECKON CMMMNTOMATUKOWN MMMyHoaedbuULUTa B BUE NOBbILIEHHON BOCMPUMMUYMBOCTHY K
NH)EKUMOHHBIM areHTaM 1U/Unm 3a4acTyto UMeoT 1 fpyre NPU3HaKky HapyLLIeHNA UMMYH-
HOW CUCTEMbI B BMAE ayTOBOCMANMUTENbHbIX, ayTOMMMYHHbIX 1 annepruyecknx peakumn,
numoonponudepaTUBHbIX NPOLECCOB.

[na onpepgeneHna faHHON pa3HOOGPa3HONM FPyNMbl NATONOMMIN TakXKe LMPOKO UC-
Monb30BasicA TePMUH «nepBUYHble UMMyHogeduumnTbl» (M) (Primary immunodeficiency
(PID)).
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B MKB-10 npepcTaBneHbl HO30/10rMYeCKMe BapyaHTbl B Pa3finuHbIX pybpukax, Hau-
6onee yacTo BCTpeyatowmecs npeactaBneHbl B Knacce «bonesHu KpoBu, KpOBETBOPHbIX
OpraHoB U OTAe/NbHble HAapYLeHWUsA, BOBNEKaloLWme UMMYHHbIN mexaHnsm» (D50-D89). Bo
Bpems 72-1 accambnen BO3 B 2019 r. 6bina npuHaTa MKB-11, B KOTOPOI 13 JaHHOTO Knac-
ca Bblgenunu rpynny «3aboneaHna MMMYHHOW cucTeMbl». BHegpeHune MKB-11 - gonro-
BpeMeHHanA 3afaya, CBs3aHHaA CO CNOXKHbIM MPOLIECCOM nepexoda W aganTauum cucTe-
Mbl 31PaBOOXPaHeHNsA Ha L1QPOBYO OCHOBY, 1 MOXET 3aHATb [OCTaTOUYHO AJINTENbHbIN
nepuog spemeHu. Pybpukn MKB-10 (npuHaTa B 1990 r.), kacatowmecs 3abonesaHuin M-
MYHHOW CUCTEMbI, Ha CErOAHALHNI MOMEHT He OTPaXkatoT AeICTBUTENbHOMO YPOBHA pas-
BUTMA UMMYHONOTMM KaK HayKu 1 NPaKTUYeCKUX acnekToB B YaCTHOCTU, GONbLUMHCTBO 13
YCTaHOBNEHHbIX HOBbIX FEHETUYECKMX HapyLLUeHWiA ByayT nonagath B KaTeroputo «[Jpyrue
nmmyHopedbuunTbl» (D84) unu «Jpyrme HapylweHus C BOBNeYEHNEM MMMYHHOIO Mexa-
HM3Ma, He KnaccnduumnpoBaHHble B Apyrux pybpurkax» (D89).

PaHee npegnonaranoco, uto BHU aBnAloTca pegkon natonornen 4eTCKoro Bo3pacta C
yactoTol 1:10 000-1:50 000, a oTaenbHble — elle 6onee peaKNUMK, KOTOpPble MPOABAAITCA
TAXKENOW NHOEKLMOHHO NaToNOren 1 UMEIOT KpaliHe BbICOKYIO NleTanlbHOCTb. besycnos-
HO, 1 HA CEroAHALLIHUI MOMEHT UMeeTCA pAg 3aboneBaHUN C NePevYncieHHbIMU Xapak-
TEPUCTUKAMU, HO B CBA3U C POCTOM MHOOPMUPOBAHHOCTU MEAULIMHCKOIO COOOLEeCTBa,
yCOBEpPLUEHCTBOBAHMEM JMAarHOCTUYECKX METOLI0B, Pa3BUTMEM UMMYHOSIOTUU U FeHeTu-
K1 (Kak pyHOaMeHTanbHbIX HayK, Tak M MPaKTUYECKOW YacTh) MeHsAeTca B3rnag Ha BHU.
BbiaBnAloTCcA «MArkue» BapuaHTbl TaxKenbiXx GOpM, PerncTpupyloTca Ho3onormyeckune
bopMbl C ayTOMMMYHHbBIM U ayTOBOCMANUTENIbHbIM NMaToreHe3oM, Bo3pacTaeT perncrpa-
una BHU, maHndectupyioLimx Bo B3poc/sioM Bo3pacTe. B pesynbTtate pa3Butua reHeTmye-
CKOro aHanm3a, B YaCTHOCTM C pa3BUTUEM TexHonorny cekBeHnposaHua HK cnegytoue-
ro nokoneHua (NGS), HeyKNnOHHO pacTeT KONNYECTBO BbIABAEMbIX MyTaLiA, OTBEYAIOLLMX
3a pa3BuTtue BHU, npn 3ToM, NpeanonoXnTenbHO, YacToTa BCTPEYAaEMOCTI 3TUX COCTOS-
HuU 6yaeT onpefenATbca Kak 1:1000-1:5000 [1].

B cBA3U C BbICOKOWM ANUHAMUKOWM Pa3BUTUA MMMYHOOMMU U FTeHETUKM NoABUIach He-
o6xoanMocTb KnaccndurKaLmm 3a6oneBaHnn UMMYHHOW cUCTEMbI, 0OYCNIOBNEHHbIX FreHe-
TUYECKMMUN HapyLIeHUAMU. Ha cerogHAWHNIA MOMEHT 3TVMMK BOMPOCaMU aKTUBHO 3aHK-
MaeTca MeanuUnHCKoe coobulecTBo. MNMoa arnaon BcemmpHom opraHusaumum 3gpaBooxpa-
HeHua (BO3) ewwe B 1973 1. AnA onucaHna 1 Knaccudrkaumm TMNOB NEPBUYHBIX UMMYHHbIX
nedekToB y nogen 6bin co3gaH KomuteT no nepBuUHbIM MMMyHozeduumTam (Primary
Immunodeficiencies Committee). Knaccupukaums stmx 3aboneBaHui, NPU3HaHHbIX B TO
Bpems, 6bina onybnrkoBaHa B otyeTe [2]. OgHako B 1990-x rr. BO3 npurHana pelieHwme co-
cpepoToumnTbeA Ha 6onee pacnpocTpaHeHHbIX 3aboneBaHuAx, NoaTomy MexayHapoaHbI
coto3 ummyHonorunyeckux obuects [UIS (International Union of Immunological Societies)
cornacuncsa B3ATb Ha ce6a GyHKLMM STOro KommuTteTa, UTo 6610 oduLmansHO obopmieHo
Ha 54-m 3acepaHum coBeTa IUIS B Tapei B 2008 r. B peBpane 2017 r. 3TOT KOMUTET NPOro-
NocoBan 3a nepevMeHoBaHve ceba B KomuTeT No BPOXKAEHHbIM oWnbOKaM MMMyHUTETa
(Inborn Errors of Immunity Committee). Ha cerogHALWHNI MOMEHT OH ABNAETCA YacTbio
IUIS n cocTouT 13 3KCnepToB MO BCEM acneKkTaM BPOXAEHHbIX HapyLWeHUn UMMYH/TETa
1 oTBevaeT 3a pa3paboTky MexayHapoaHow knaccudukaumm BHU, ocHoBaHHYto Ha Bbl-
ABNAEMOM reHeTMYeckoM aedeKkTe, KoTopas nepepabaTbiBaeTCA U LOMNOMHAETCA HOBbIMU
MyTaLUMAMU 1 HO30JIOTUAMM NPUMEPHO Kaxfble ABa roga. Knaccndbukauma B pegakumm
2019r. 6bIna gencTBytoLW el A0 OKTAGPA 2022 1. [3]. B cBA3M c naHaemuern COVID-19 n n3s-3a
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BPEMEHHOIO CMELLEeHNA BEKTOpa HaueneHHOCT! MUPOBON MeAMLMHCKON 1 nccnegoBa-
TeNbCKOM PaboTbl pepakuma knaccudpukaymm ot 2021 r. npeacTaBfieHa He 6bla, OgHaKo
pe3ynbTaTbl paboTbl KoMUTETa ObIN ONY6NMKOBaHbI C NpeAcTaBeHnem 26 HOBbIX FeHOB
C AOKa3aHHOW naToreHHOCTbio [4]. Knaccudukauma npepcTtasneHa B Buge tabnuu, B Ko-
TOpbIX OTOGpaxaeTca MHPoOpMaLMA O HO30M0MK, FreHe, OTBEYaloLWEM 3a Pa3BUTME Ma-
TONOrnK, BapuaHTtax HacnegosaHusa, Homepe OMIM (oHnanH-KaTanor reHoB YenoBeka u
reHeTUYeCKUX HapyLLUEHWI), OCHOBHbIX 1a60PATOPHbIX M3MEHEHUAX U KIMHUYECKUX NPO-
ABNEHNAX HapyLleHWsA. Ha cCerogHALHNA MOMeHT Bepcua pepakuumn 2022 r. Knaccudpuka-
uum BKNoyaet 10 ocHOBHbIX rpynn BHU (cm. Tabnuuy), roe go6aBneHbl 55 HOBbIX MyTaL WA,
15 13 KoTopbIX ObINN NAEHTUPNLMPOBAHBI C TLAaTeNIbHOW MPOBEPKON MaTOreHHOCTH Y
eAHNYHbIX NauneHTos [5].

Kak n3BectHo, reHoOM yenoBeka coaepxnt 1800-2000 reHOB, KOTOpble Y4YacTBYIOT B
UMMYHHbIX peakumax [6]. Ha cerogHALWHMI MOMEHT onpefeneHo 485 reHeTnYecKnx ae-
beKToB, NPUBOJALMX K Pa3BUTUIO MATONOMMIA, CBA3AHHbIX C HapylweHWemMm VMMYHHO
cmcTembl. [eHbl-KaHAMAATbI MPOXOAAT KECTKYI0 CUCTEMY MPOBEPKMN U AOMXKHbI MMETb [0-
KasaTenbHyto 6a3y cBoeW NaToreHHOCTU. Kputepum BKNIOYEHUA MOTYT ObiTb BbINMOHEHDI
HecKonbKMM crnocobamu, Hanprumep, peLleHsnpyemasn nyonmnKaLmna HeCKONbKMX ClyYaeB
OT HEepPOLCTBEHHbIX MaLMEHTOB, BK/OUYaA NoApPO6Hble MMMYyHONOIMMYeCKMe faHHbIe, U
HebOoNbLLOro KONMYeCTBa C/lyyaes, UK Jaxe OHOro CNyyas, AN KOTOPbIX TakxXe npeao-
CTaBnAwTCA yoeautenbHble nabopaTopHble/naToreHHble AaHHble, Kak MpaBuno, 13 napan-
NenbHbIX NCCNIeA0BaHUI Ha XUBOTHbIX UV MOAENMN KNETOUYHOW KYNbTYpbl.

CywecTtByeT 3HaunTeNlbHanA GeHOTUNMYECKan U KNMHUYECKasa reTeporeHHoCTb BHYTPY
rpynn naumveHToB C MyTaLMAMU B OLHOM 1 TOM e reHe. Takas reTeporeHHocTb 00ycoB-
neHa pa3Hoobpasnem mexaHusmos 3aboneBaHusa (GOF, LOF, LOMUHAHTHO-HeraTUBHbIN,
rannonHcydoMUmT), a TakKe pasnrMyHbIMK crocobamum HacnegoBaHMUA (ayTOCOMHO-peLiec-
cuBHbIn (AR), ayTocOMHO-AOMUHaHTHBIN (AD), X-cuenneHHbin (XL)). OHn moryT 6b1Tb Npea-
CTaBneHbl MOHOT€HHbIMI MyTaLMAMMN 3aPOAbILLEBON JINHNW, KOTOPbIE NPUBOAAT K NOTepe
akcnpeccnn mnu notepe ¢dyHkumm (LOF (loss-of-function); amopdHbiin/runomopdHbii

Knaccndumkauma BpoxaeHHbIX HapyweHnin ummyHuTeta lUIS (2022 r.)
Classification of inborn errors of immunity 1UIS (2022)

lpynna HasBaHwue rpynnbi

Komb6uHrpoBaHHble UMMyHoLebVLMTbI C fePEKTOM KNETOUHOTO U FyMOPasbHOTO 3BEHa
(Immunodeficiencies affecting cellular and humoral immunity)

MMmMyHoaedULMTBI, acCOLMMPOBaHHbIe C CMHAPOMasbHol natonoruen (Combined
immunodeficiencies with associated or syndromic features)

MMmyHopedUUMTbI C NperMyLLeCTBEHHOW HeJOCTaTOYHOCTbIO aHTUTen (Predominantly antibody
deficiencies)

\% NmmyHopeduunTel ¢ gucperynauuveii (Diseases of immune dysregulation)
KonuuecTtBeHHble 1 KauecTBeHHble fedekTbl daroumtos (Congenital defects of phagocyte

v number or function)

Vi LedekTbl BpoxaeHHoro ummyHuteta (Defects inintrinsic and innate immunity)
Vi AyToBOCManuTenbHble 3abonesaHua (Autoinflammatory disorders)

Vil LedekTbl cuctembl komnnemeHTa (Complement deficiencies)

IX HapyweHuna koctHoro mo3ra (Bone marrow failure)

X ®eHokonuu M (Phenocopies of inborn errors of immunity)
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BapuaHT) Nn6o HapyweHuto yHKummn (GOF (gain-of-function); runepmopdHbIn BapraHT)

kogupyemoro 6enka [7, 8]. [eTepo3unroTHble MopaeHna MOryT fieXaTb B OCHOBE ayTOCOM-

HO-AOMUHAHTHbIX Npu3HakoB No GOF, rannongHoCT Unmn oTpuLaTeIbHOr0 AOMUHUPO-

BaHuWA. buannenbHble nopaxeHua LOF kognpyemoro 6enka oObl4HO BbI3bIBalOT ayTOCOM-

HO-peLieccnBHble Npur3Hakn (pegko GOF). X-cuenneHHble peueccnBHble MPU3HaKKM Yalle

BO3HUKaT 13 LOF reHoB Ha X-XpoMOCOMe, B reMU3UroTHOM COCTOAHUUN Y ManbynKkoB

nm6o B roMO3UrOTHOM COCTOAHUN Y ieBouek. Pegkue X-cLienneHHble JOMUHAHTHble Npu-

3HaKM TaKkXe MOryT Bo3HMKaTb 13 BapuaHToB LOF unu GOF. MNpakTnyeckn Bce Bapraumm
npepfcTaBneHbl B rpynne MMmyHoaebuUmnToB C NPenMyLLeCTBEHHON HEAOCTaTOYHOCTbIO
aHTuTen.

B rpynne ummyHoaedununTOB C NpenmyLLeCcTBEeHHON HeOCTaTOYHOCTbIO aHTUTEN Bbl-
LenaAT YeTbipe NOArpynmbl C HO3010MMAMK, CXOAHBIMW MO UMMYHOMNATOreHe3y:

1. BblpaxeHHOe CHMMXeHVe BCeX N30TUMOB CbIBOPOTOUYHbIX UMMYHOTI06ynMHOB ¢ rny6o-
KUM CHWPKEHMEM UNKN OTCYTCTBMEM B-kneTok, arammarnobynvHemus (13 Ho3onorum,
14 reHeTMyecKmx fedeKToB (2 13 HMX BKIOYeHbl B 2022 T.) C pa3fiNYHbIM TUMOM Ha-
cnepoBaHuA (npeobnajatolee KONMYECTBO — ayTOCOMHO-pPELIeCCUMBHbIE, HO U
X-cuenneHHble (Hanpymep, araMmarnobynuHemus npu myTaumm B reHe BTK) n ayTo-
COMHO-AOMUHaHTHbIE; B reHe TCF3 HapyLeHnAa MoryT Hacie4oBaTbCA Kak B ayTOCOM-
HO-peLeCcCUBHOM, Tak 1 aQyTOCOMHO-AOMUHAHTHOM BapuaHTe)).

2. CunbHOe CHMXKEHME NO KpaliHel mepe 2 N30TUMOB CbIBOPOTOYHOrO UMMYHOINO6Y K-
Ha C HOPMaJibHbIM UM HU3KMM KonmuyecTBOM B-knetok, peHoTunom obuyenn Bapma-
6enbHOM MMMYHHOW HegocTaTouHocTu (OBVH, CVID).
lpynna npeactaBneHa 23 HO30MOMUAMW U BKIOYAET reHeTuYeckn He Bepudumlmpo-

BaHHbIN OBUH 1 23 TOUHO yCcTaHOBNEHHbIX reHeTnYeckmx gedpekta (gedekt PI3-KnHa3bl-

penbta (APDS) npepnctaBneH ABymA BapuaHTamu, Hacnegyembimu AD: APDS1 (gedekt

PIK3CD (GOF)) n APDS2 (pedekT PIK3R1)). Heobxoanmo oTMeTUTb, YTO FreTepOo3nUroTHble

BapraHTbl n3meHeHun B TNFRSF13B 6binv o6Hapy»eHbl y 300pOBbIX ntogen (npu gpy-

rMX BapuaHTax npu HanMunumM KNMHUYECKON CUMNTOMATUKIN pacLieHnBaeTca Kak aebuuut

TACI). Taknm 0bpa3om, Takre BapraHTbl, BEpOATHO, MoanduLmpyioT 3abonesaHue, a He

ABNAOTCA STUONOTNYECKM GaKTOPOM.

[JaHHasa rpynna ABNAeTCA CaMOW XapaKTepHOW AN1A B3POCNOro HaceneHus.

3. CunbHoe CHMXeHMe CbiIBOPOTOUHbIX IgG 1 IgA npu HopmanbHOM/noBblWeHHOM IgM n
HOpManbHOM KonuyecTse B-kneTok, runep-lgM-cuHgpombi.

PaHee 6bino oxapakTepunsoBaHo NATb TMMNOB runep-IgM-cnHgpomos (HIGM). Mpu 3Tom
HIGM 1-ro 1 3-ro TMNoB OTHOCATCA K KOMOMHMPOBAHHBIM MMMYHoZeduLmTam. OcTasnbHble
K rpynne BHW ¢ npenmyLliecTtBeHHON HeQOCTaTOUHOCTbIO aHTUTeN. B HacToALwee BpemA
BbIAENAT 6 reHeTUYeCKrX BapuaHToB 1 6 Hozonorui runep-lgM-cuHgpomos (gebuunt
AID, Bo3HuKatowwmin B pesynbraTe gedekta B AICDA, MoXeT Hacne[oBaTbCA MO BapuaHTy
1 AR, n AD). bbino ony6inKoBaHO HECKOJIbKO C/lyYaeB perncTpaumy Ho30M0r i, OTHOCA-
LMXCA K AAHHON NOArpynne, y B3pOoCbiX.

4. W3otmnuueckas nnn GyHKUMOHaNbHaA He[OCTaTOYHOCTb, UK AedeKT Nerkom uenu c
06bIYHO HOPManbHbIM KONIMYECTBOM B-KneTok.

[JaHHaa nogrpynna npefcraBneHa Ha TeKyLWUIN MOMEHT 9 HO30/10TMAMM C OTHOCUTENb-
HO 6/1aronpPUATHLIM NPOrHO30M KIMHWUYECKOrO TeUYeHNs, B OTAENbHbIX Clyyasx NpoTeKato-
WrMK 6eccumnTomHo. Mpur 3Tom 3a ncknoyeHnem Tpex M3 HUX (CARD11 GOF (B reHe
CARD11), peduuut kanna uenen (B reHe IGKC), nedekT Taxkenbix Lenei g (myTauuu unm
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peneuma 14932)) TOUHble BapMaHTbl FeHETUYECKUX HAapYLLEHUI NOKa He yCTaHOBAeHbI [5].
Haunbonee yacto permcTprpyemon Ho3o50rmein faHHOW rpynbl ABAAETCA CENEKTUBHbIN
peduunt IgA (COA, SIgAD).

SnNnaemMmmnonorna BpoXAeHHbIX HapyLleHUi MMMYHUTETa C NpenmMmyLLecTBeHHOMN
HEe[0CTaTOYHOCTbIO aHTUTEN

Bnarogapa TecHoMy COTpyAHMYECTBY, B TOM UMCiie U MexayHapogHomy, B Pecny6nu-
ke Benapycb nA NoBbIWeHNA KauecTBa KOMMIEKCHON NeyebHO-ANarHoCTUYeCKom Nomo-
WM naumMeHTaM C HapyLeHUAMN B MIMMYHHOW CCTEME CO3[aH M akTUBHO MCMOSb3yeTca
HaunoHanbHbIN pernctp nauyneHtos ¢ BHW (ganee - Pernctp) [9]. CornacHo gaHHbIM Peru-
cTpa Pecnybnuku benapyco, Ha Hauano 2022 r. 3apernctpmpoBsaH 621 nayuneHT. JuHamuka
BblABNeHNA NaumeHToB ¢ BHW B Pecnybnuke benapycb 1 pacnpegeneHue no Hosonormye-
CKMM rpynnam npegcrasneHbl Ha pyc. 1 1 puc. 2 COOTBETCTBEHHO.

ExxerogHo npupocT nepBrnyHOn grarHocTnukm BHW 3a nocnegHme 5 net ABnaeTcA oTHO-
CUTENbHO CTabuNbHbIM U cOCTaBnAEeT nopagka 50-55 nayuneHTos B rog. Mpw a3Tom rpynna
BHW npeumyuiectBeHHO ¢ fedeKkTamn aHTUTEN ABNAETCA Hanbonee pacnpocTpaHeHHON
n coctasnsaet 32,5% (n=202) ot Bcex naumeHToB Pernctpa. Mocne aHanu3a gaHHbIX pe-
rMCTPOB YAeNbHbIN BecC BbiABNeHHbIX BHU npermylyectBeHHO ¢ fedeKkTamu aHTUTeN Co-
cTaBun B cTpaHax Asum 41,9%, OkeaHun 77,4%, Abpukn 22,0%, EBponbl 53,9%, AMepurKn
56,0%, rno6anbHo 51,9% [10]. B cBA3M C 3TVM MOXXHO KOHCTaTUPOBaTb GpaKT HeAOCTaTOUHO
aKTUBHOW [MarHoCTUKKM faHHOWM natonorun B Pecnybnuke benapycb, B nepsyto ouepenb
cpenu B3pOCIoro HaceneHuaA. YTo KacaeTca reHeTUYeCKom AMarHoCTUKK, abCOIOTHO He-
obxopmmoro 3Ttana ana sepudrkaunm Hosonorum BHU, Pecnybnuka benapycb Haxogu-
nacb B 2020 r. Ha nepBoM mMecTe B EBpone no KonmyecTBy reHeTUYeCKM NOATBEPKAEHHbIX
AvarHosos B HaumoHanbHoMm peructpe (57,3% OT Bcex 3aperncTpmpoBaHHbIX CllyyaeB
BHW B Pecny6bnuke benapycb) [10]. HecmoTpsa Ha 3T0, Ha CerofHALIHUIA ieHb TonbKo 18,3%
nauueHToB rpynnsl BHY npenmyLiectBeHHO ¢ fedeKTaMu aHTUTEN UMEIOT FreHeTUYeCKyo
BepndurKauumio gmarHosa. besycnosHo, Ho30M10rMK, BO3HMKaOLWMe BCeACTBUE onpefe-
NEHHOW MyTaLuKn B reHe, KOTOPYI0 MOXKHO OMpefennTb cekBeHnpoBaHmem no CaHrepy,
MMEIOT BbICOKIME NMoKa3aTesnn reHeTnyeckon sepudukaumm B Pernctpe. Hanpumep, 94,4%
naumeHToB ¢ X-cuensieHHoN arammarnobynmHemuen (1 naymeHT ymep 6e3 reHeTMUeCcKoro
noaTBepPXKAEHMA AMarHo3a), Bce naumneHTol ¢ APDS, ¢ geduumtom NFKB1 n NFKB2 nmetot
reHeTnyeckoe nogreepkaeHve. Mpu atom naumeHTbl ¢ OBVH Tonbko B 8,8% cnyyaes, na-
unenTbl ¢ CJA He npoxofunu reHeThYeckoe obcnefoBaHve. 3To 0OyCIOBNEHO B NEPBYIO
oyepeb He TEXHUYECKUMN NPoBieMamu, a CIOXKHOCTbIO B BbIABMEHWM FEHETUYECKUX Ha-
pYyLeHU NpY AaHHbIX 3a6oneBaHNAX, HEOOXOANMOCTbIO NPOBEAEHUA B OTAENbHbIX Ciy-
YasAX MOIHOreHOMHOIO CEKBEHNPOBaHKA.

Camoi BbifBNAAEMON Ho3onorueln rpynnbsl BHU npenmyuectseHHo ¢ gedektamn aH-
Tmten B Peructpe asnaetca CAOA (48,0% ot rpynnbi). o pacnpocTpaHeHHOCTW AaHHOMN
HO30/M0MMKM Halla CTpaHa cxoxa c MicnaHmen (36,9% OT rpynnbl), NPy 3TOM B AMNOHCKOM
HauMOHanbHOM perncTpe Bcero 4%. B perncrpax otgenbHbIxX cTpaH naumeHTbl ¢ CA He
YUUTBIBAKOTCA, B CBA3M CO CIOKHOCTbIO reHeTUYeCKon BepruduKkaLmm n JocTaTouHo bnaro-
NPUATHBIM NporHo3om. B EBporie 1 lOXHo AMepriKe YacToTa BCTPeYaeMocCTy Konebnet-
ca ot 1:165 po 1:1500, B cpegHem 1:500-600 y eBponeniLes, B CTpaHax A3nmn perncrpu-
pyeTca pexe (B Kutae ot 1:2295 go 1:5300, B AnoHwnn 1:18 500) [9]. Peructpupyetca COA
y nuy oboero nona NPYMEPHO C PaBHOW YacTOTOM B Pa3NUYHOM Bo3pacTe. CemelHblIi
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Puc. 1. iluHammKa BbifiBNeHUA naymneHToB c BHU B Pecny6nuke Benapycb
Fig. 1. Dynamics of detection of patients with IEl in the Republic of Belarus
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Puc. 2. PacnpepeneHue no HO30/0rn4yeckum rpynnam naumeHtos ¢ BHU B Peructpe
Pecny6nuku benapycb
Fig. 2. Distribution of patients with IUl by nosological groups in the Register of the Republic of Belarus

aHaMHe3 MOXeT OblTb He OTArOLLEH, Yalle BbIABNATCA cropaguyeckune cnyyau. Mpu Ha-
CNeACcTBEHHOM reHese perncTpupyloTca pasnnyHbie BapuaHTbl HacnegosaHua: AR, AD,
MynbTdaKTOpManbHbIN, NOIUIEHHbIN C HEMOMHOM 3Kcnpeccuelt. B cemellHoM aHaMHe3e
MOTYT PermcTpmpoBaTbca cyiydan fedekToB aHTUTeNnoobpasoBaHms, B YacTHocT OBUH.
Y naumeHToB Bo3mMoxHa TpaHcdopmauua CIA B OBUH, uto, 6e3ycnoBHoO, paccmaTprBaeT-
CA KaK yXyALeHne NporHo3a TeyeHns 6onesHu.

YeTko accoummpoBaHHble myTauun ¢ C[IA Ha HbIHELIHNIA MOMEHT He YCTaHOBMEHbI, HO
perucTpupytotca gedeKkTbl B reHaX, acCoLMMpoBaHHbIX ¢ apyrumun BHU (B reHax, Bausto-
LWMX Ha KNEeTOUHbIN 1 rymopanbHbint ummyHuteT (JAK3, RAG1, DCLRETC, CD27 n LRBA);
B reHax KOMOVHNPOBAHHbIX UMMYHOAEDULINTOB C CUHAPOMasbHbIMU Npu3Hakamu (ATM,
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NBS1, RAD50, MLH1, DNMT3B, ZBTB24, MECP2, PMS2, RNF168, CHD7, RMRP, DKC1, TINF2,
PNP, TTC7 n WAS); B reHax, npemmyLecTBEHHO accouumpyemMbix ¢ Aebuumntom aHTmuTen
(BTK, TACI, TWEAK, MSH6, MSH2, PIK3R1 n CARD11); B reHax, cBA3aHHbIX C AedeKkTamu
cuctembl darounTosa (RAC2, CYBB, NCF1 1 SBDS); B reHax, cBA3aHHbIX C Aucperynsaymen
nmmyHHon cuctembl (IFIH1 n XIAP); B reHax apyrux BpoxKaeHHbIX fedeKToB UMMYHUTETa
(CXCR4, STAT1 1 IL12RB); B reHe, cBA3aHHOM ¢ AeduruymTom KomnnemeHTa (C3)) [11].

Hanbonee uacto gmarHocTMpyeTca BO B3pOC/IOM Bo3pacTe obuiaa BapuabenbHas
UMMYHHaA He[OCTaTOYHOCTb, KOTOPaa CTOWUT Ha BTOPOM MeCTe MO KONMYeCcTBY naumneH-
ToB B rpynne MW npeumyuiectBeHHO C gedekTamu aHTUTen B PerncTtpe n coctasnsaet
33,7 rpynnbl. leHaepHOe pacnpefeneHune npaktuyeckn pasHoe 1:1,1 (33 »eHcKkni non:
35 my»cKoli), no Bo3pacTHoMy dbaKTopy meamaHa coctasuna 35,5 ropa (5; 64). aHHoe
pacnpegeneHne no reHAEPHOMY M BO3PACTHOMY KPUTEPUAM COOTBETCTBYET AAHHbIM
nutepatypbl. HeO6X0ANMMO OTMETWTb, UTO 3TO KpalHe reTeporeHHas rpynna no KanHu-
Yyeckol CMMNTOMATUKE U FreHEeTUYECKM BapuaHTaM, nNpu 3Tom 6e3 HeobXxoanMon 3ame-
CTUTENbHOW Tepanuuy, NPUBOAALLAA K UHBANNAN3aLMM NALNEHTOB, CH/MEHWIO KayecTBa 1
YKOPOUEHMIO BPEMEHU WX »KU3HW.

TakXe HeraTuBHbI NporHo3 6e3 afekBaTHOW Tepanuy MOFyT WMeTb NauueH-
Tbl C arammarnobynuvHemuen c X-cuenneHHbIM Tunom HacnegosaHua (X-Linked
Agammglobulinemia, XLA, 6one3Hb bpyToHa), 1 0cobeHHO C ayTocOMHbIM (Autosome
Recessive Agammglobulinemia, ARA). laHHasA nogrpynna BHW coctaBnaet 10,9% ot rpyn-
MNbl BPOXKAEHHbIX HAPYLIEHUN UMMYHUTETa C NPeNMyLLeCTBEHHOW HEAOCTaTOYHOCTbIO aH-
TTen n3 Pernctpa Pecny6nukm benapycb. Ha gonto XLA npuxogutca 8,9% (18 naymeHToB)
n 2,0% Ha ponto ARA (4 naumeHTa). Y BCcex naumeHToB AaHHONW NoArpynnbl AnarHo3 6bin
yCTaHOB/EH B AE€TCKOM BO3pacTe, UTO COBMaJaeT C MUPOBOW NPaKTUKON. XOTA nMetoTcA
nyonnKauum o egUHUYHbBIX CSTyYasax BbIABNEHNA arammarnobynnMHeMnum y B3poCsbix, Npu
3TOM KAMHUYECKMe npoaBneHmna 6bim cxogHbl ¢ OBUH [12, 13].

bonblyio gonto B pernctpax nayneHTbl ¢ XLA coctasnatoT B AnoHunn, Kntae n Mpnax-
onm (18,5%, 29,0% 1 21,1% COOTBETCTBEHHO), UTO MOXET 0OBACHATLCA, HapAZY C APYrMMHA
NPUYMHAMK, BbICOKOW HaLeNeHHOCTbIO BbIABNIEHMA AaHHOW NMaToNOrmM B 3TUX CTPaHaxX 1
[OCTAaTOYHO NPOCTON TEXHUKOW BbIMOSIHEHUA FreHeTNYECKOro NCCneoBaHNA MOHOMEeHHbIX

dopm.

[varHocTnka BpOXKAEHHbIX HapYLUeHNI1 UMMYHUTETa C NPenMyLLeCTBEHHOI He-
AOCTaTOYHOCTbIO aHTUTEN

PaccmoTpum Hambonee yacto BCTpeuarolmecs BO B3POC/OM BO3pacTe HO30/10r1u
rpynnbl BHA ¢ npenmyectBeHHOM HegocTaTouHOCTbio aHTUTen — COA n OBUH.

Bpemsa maHndectaumnm CA yeTko He GUKCMPOBAHO, MOXKET HAacTYNUTb B KaK B JeT-
CKOM, TaK 1 BO B3pocC/iioM Bo3pacTe. KnuHuka maHndectauum BapmnabenbHa, He TONIbKO
NHOEKUMOHHBIM CUHAPOMOM, HO 3ayacTyl ayTOMMMYHHbIMU W/UNK annepruyeckumm
NpPoABNEHUAMMN.

KnnHnueckaa maHndectauma OBVH Bo3moxHa B Nto60M BO3pacTe — Kak B Magwem
LEeTCKOM, B NOAPOCTKOBOM, TaK 1 BO B3pocsioM. Hanbonee vacto OBVIH guarHoctmpyetca
B Bo3pacTe 20-40 net [14].

CnekTp knuHuyeckmx npoasneHnn y CAA n OBUH cxox n ABnaeTca KpalnHe Bapwma-
6enbHbIM. Hanbonee yacto perncTpupyembiMm CUHAPOMOM ABAAETCA NHOEKUMOHHBIN, TA-
XeCTb U PacnpOCTPaHEHHOCTb KOTOPOrO 3aBUCAT OT CTEMEHM BbIPaXXeHHOCTV UMMYHHOW
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ancdyHkumn. MHpeKumoHHble nopaxeHua npefcTaBfieHbl NperMyLecTBEHHO 6aKTe-
puanbHbIMU MHOEKUUAMY NTOP-OPraHoB, PEeCnMpPaTOPHOro 1 MenyfoYHO-KMLLEUYHOro
TPaKTOB, CU3UCTbIX Na3, HO MOXEeT BbIABNATLCA MHPEKLMOHHBIA Npouecc U ApYyrux
nokanusaumin. OCHOBHbIM BO36yauTenem, NPoBOLMPYIOLMM Pa3BUTME THOMHbIX OTUTOB,
KOHBIOHKTVBUTOB, CUHYCUTOB, BPOHXMTOB, MHeBMOHUY, ABNAeTcA Haemophilus influenza.
XapakTepHbiMU BO30YAMTENAMU PEeCnMpPATOPHbIX MHOEKUMI TakXe MOryT BbICTynaTb
S. aureus, St. pneumoniae, Moxarella catarrhalis. OgHo 13 ocobeHHOCTEN NopakeHuA
pecnMpaTopHOro Tpakta AenaeTca popmmpoBaHne BPOHX03KTa3oB U NHeBMODMOPO3a,
KOTOpble caMu CnocobOCTBYIOT XPOHM3aUUM MHGEKLMOHHOTO MPOoLecca, a Takke MoryT
BMOCNEACTBUN MPUBECTU K AblXaTeSIbHON HeOCTaTOUHOCTU U MHBANMAMN3ALUN NaLneH-
Ta. MNopaxeHune }enyaouHoO-KMLLEYHOro TpaKTa Yalle NPOoABAAETCA B BUAe peungnBmpy-
IOLLeN 1 XPOHUYECKON Arnapen, XPOHNYECKOro racTpmuta, BO30yanTenammn KOTopbixX valle
Bcero BbicTynatoT Salmonella, Campylobacter, Cryptosporidium enteritis, Giardia Lamblia,
Helycobacter pylori, Cytomegalovirus. Bo3amoxHo pa3BuTrie MHGEKLMOHHOIO NopaeHns
OMOpPHO-ABMraTeNIbHOro annapara, Yalle B BUAEe MOHoapTpuTta. B peknx cnyyaax peru-
CTpUpytoTCA baKkTepuanbHble MHPEKLUN MO3roBbiX 060510UeK 1 cencuc.

MNMomrmo 6akTepmanbHbIX MHGEKUMIA, MOTYT ObiTb BMPYCHblE MopaxkeHusa, o0ycnoB-
NeHHble SHTepoBUpYycamu, Bupycamu renatuta B u C, repnecsupycamu. MNpu 3Tom moryT
pa3BMBaATbLCA TAXKENO NPOTEKaloLiMe SHTEPOBMPYCHbIE SHLUehanoMmennTbl. Takxe MoryT
BbIABNATLCA reMaTosiorMyeckmne HapyLieHus, obycnoBneHHble NnapBoBmpycom B19, Takne
KaK HeNTpOneHNYeCcKniA CUHAPOM W 3pUTPOMAHaA annasua. B cnyuyaax ¢ BblpaXeHHbIM
UMMYyHOAEeDULNTOM MOTYT Pa3BUBATbCA OMMOPTYHUCTUYECKME MHPEKLMN, Bbl3BaHHbIe
Pneumocystis jirovecii.

XapaKTepHbIM HeMHPeKUMOHHbIM Npu3Hakom npu OBVIH aBnsaeTca peakTBHas nepu-
depuryeckan ponnmkynapHasa numdounaHas runepnnasua (PHL), kotopas He BcTpeyaeTca
npu arammarnobynuHemuax. ina PHL xapakTtepHa numdageHonatus, pa3Butue criaeHo-
Meranuu, BoBneyeHve B npoLecc Myko3accoLmpoBaHHbIx TKaHen (MALT) pa3nnuHbix no-
kanun3aumn (GALT B enygouHO-KULIEYHOM TpaKTe, Ha3odapurHreanbHas fokanmsauma —
NALT, BALT B 6pOHXONEro4yHoin npoeKkumm) n obbIYHO CoUYeTaeTcA C ayTOMMMYHHbIMU Lin-
ToneHuAMK. [py NopakeHUn Nerkux UCMNonb3yeTca TEPMUH «rpaHynemMaTo3HO-TMMo-
untapHoe 3abonesaHue nerkux» (GLILD), BbisaBnsatoweecs y 25-30% naumeHtos ¢ OBUH
1 obnapatoLiee NPAMON Koppenaumen ¢ NAOXMM NPOrHO30M U1 NeTanbHOCTbIO. [py 3ToM
06pa3syloTcA Heka3eo3Hble rpaHyfieMbl, KOTOpPble HepeaKo HOCAT CUCTEMHbIV XapakTep C
nopaxeHnem KOCTHOro MO3ra, NeyeHu, NoYekK, KNWeYHnKa, KoK, KnnHnyeckasa kaptu-
Ha CXOXa C CapKOVA030M, HO OTCYTCTBYET CMOHTaHHaA perpeccus rpaHynem 1 3avacTyto
oTcyTCcTBYeT 3P dEeKT OT IMIOKOKOPTUKOUAHON Tepanuu. [opaxeHre NerouyHon TKkaHu npu
PHL moxeT pa3BuBaTbCA NOCTENEHHO, ANINTENIbHOE BPEMA NauueHT He OyaeT npeabas-
NATb KOHKPETHbIX »Kasnob, 1 HapyLIeHNA MOTYT BbIABUTbCA Kak AUarHoCTUYeckan HaxofKa
npu NpoBefeHN KOMMbIOTEPHOWN ToMorpadum nerknx. XapakTepHbiMy NpusHakamu 6y-
LYT aCUMMETPUYHbIE UHTEPCTULMaNbHble MHOUNBTPATbI, 3aTEMHEHWA MO TUMY «KMaTOBOrO
CTeKna», oyarn ynjoTHEHVA MapeHXUMbl JIerkoro, 6pPOHX03KTasbl, MOryT HabnogaTbcA
yBenueHne BHyTPUrpyaHbIX NuMbaTUUeCcKnx y3noB, YNIOTHEHMA NNEBPbI, aTeneKkTasbl.
HapyweHune ¢yHKLUN BHELWIHEro fAbIXxaHWA NOCTENEeHHO pa3BMBAETCA B 3aBMCUMOCTA OT
rny6uHbI MOpaXxeHnA NeroyHom TkaHu. MNpu nopaxkeHnm KuweyHmKa (y 6-10% nauneHToB)
HabniopgaeTca HogynAapHaa nuMmdounaHasa runepnnasns, cxoxkasa npu 6onesHn KpoHa, mo-
XeT BbIABNATLCA rpaHyeMaTo3HOe MopaXKeHne NeYeHn 1 Cene3eHKm, B pefiknx cydanx
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Koxu. ina anarHoctrkn PHL 06a3aTenbHbIM ABNAETCA MTMCTONOMMYeCcKoe Y MMMYHOTUCTO-
XUMUYECKOE MCCriefoBaHe BUONCUNHOMO MaTepuasa NopaXKeHHOM TKaHW.

AyToMMMYyHHble 3aboneBaHVA BbIABNATCA C BbICOKOW YacToToN y nauneHTos ¢ OBUH,
MOTyT 6bITb MaHUGECTHBIM NPU3HAKOM UMW €AUHCTBEHHbIM KIMHUYECKAM NPOABAEHU-
eM. Hanbonee yacto BCTpeyaroTca ayTOMMMYHHbIE LIUTOMEHWM (BCTpeYatoTca y nopsaaKa
20% naumeHToB ¢ OBWH) — TpombounTOneHna n/vnn reMonnTMyeckan aHemms. B ceasm
C 3TMM BO BCeX CJlyyasx AmarHo3sa cmHapomMa dBaHca — Puwepa Heobxoaumo nposese-
HMe MMyHonornyeckoro obcnenoaHus gna ncknioveHus OBUH. Pexxe BcTpevaeTca no-
paxeHue cyctaBoB (1-10% nauMeHTOB) MO TUMY PeBMaTOMAHOrO apTpuTa, Yalle B BUAe
CUMMETPUYHOTO NOPaKeHWA C UCXOLOM B KOCTHYIO fiecTpyKuuto. Mpy 3TOM B CBA3M C Ha-
pylleHnem aHTUTeI0006pa3oBaHNA YPOBHU PEBMATOVAHOMO Y aHTUHYKIeapHoro ¢akTto-
poB MOryT 6bITb B Npefenax pedepeHTHbIX BeNnurH. MoryT pernctpupoBaTbca 1 gpyrue
ayToVMMYHHble 3aboneBaHVA 1 UX coueTaHue.

Y naumeHToB ¢ OBV/H pernctpupyetca nosbileHHan YacToTa oOHapyXeHuA 3/10Kave-
CTBEHHbIX HOBOOOpa3oBaHMiA. Hanbonee yacTo perucTpupyoTca HEXOLXKKUHCKME NUM-
bombl, aleHOKapLUMHOMbI »KenyfKa, BCTpeyatoTca NMMPoMbl XOAXKKMHA, PaK KALWEYHUKA,
[POTOBOW NOJSIOCTU, MOSTOYHbIX »Kenes, NPoCTaTbl, ANYHWNKOB, FeHUTASNIA.

Ona anarHoctnkn BHN gaHHOM rpynnbl U OLEHKN TAXKECTN KNMHUYECKUX NPOABIEHNIA
NPUMEHAIOTCA MeTObl PEHTFEHONOMMYECKON, SHAOCKONNYECKON, GYHKLNMOHANbHOM 1 na-
60paTOPHOM ANArHOCTUKN. PEHTreHoNornyeckre 1 sHLOCKONMYEeCKne MeToabl MOMOratT
BM3yanuM3npoBaTb oyaru NopaeHui, B OTAeNbHbIX Clyyasax co cneuyuduueckon Kaptu-
HOW MopaeHwusa, YTo JaeT OCHOBY [ MOAO3PEHMA fMarHo3a v Bblbopa cnekTpa nabopa-
TOpHOro ob6cnenoBaHmA Ana naeHTudMKaLmMm HapyLweHuin GyHKLUN UMMYHHOR CUCTEMBI.
DyHKUMOHaNbHaA ANarHOCTUKa BaXHa ANA OLEeHKM CTEMeHr NopakeHWs OTAeSNbHbIX Op-
raHOB M CUCTEM, YTO BHOCUT KOPPEKLMIO B TepaneBTUYecKme meponpuaTua. Jlabopartop-
HasA AuarHocTuka senaetca GyHAaMeHTOM AiA BbIACHEHUA NPUYMH HapyLleHUn. MoXHO
BblAeNnTb Hecneumdpmyeckme nabopatopHble UCCefoBaHnA (oS oueHKK obliero co-
CTOAHMSA, BbIABNEHWA BOCMANUTENIbHOrO NpOoLEecca, YPOBHA BOBJIEUEHHOCTU OTAENbHbIX
OpPraHoB U CUCTEM B NMPOLIECC), K KOTOPbIM MOXXHO OTHECTM OO aHaNU3 KPOBW, onpeae-
neHve GUOXMMUNYECKMX NOKa3aTenel, OLeHKY CMCTeMbl reMocTasa, 6akTepuonormyeckme
UK BUPYCONoOrnyeckme nccneposaHus n gpyrue. Cneyndunyeckme MMMyHonormyeckmne
NCCnepaoBaHUsA, KOTopble MOTYT YCTaHOBUTb HapyLUEHWA B UMMYHHOWN cUCTeMeE, TakXKe
MO>KHO pa3gennTb No MHGOPMATUBHOCTU ANA ANATHOCTUKM pa3Hbix rpynn BHW. ina rpyn-
Mbl HAPYLWEHW UMMYHWTETa C NPEUMYLLECTBEHHOW HEAOCTAaTOYHOCTbIO aHTUTEN KpaliHe
BaXKHbl Cniepytolyme: onpefeneHne KOHLEHTPaLMM CbiIBOPOTOYHbIX UMMYHOTNO0YIMHOB
knaccoB A, M, G, TMTpa n3oremMarriioTMHUHOB, ONpefAesieHe OTBETA Ha BaKUMHALMIO MO
TUTPY NOCTBaKUMHANbHbIX aHTUTEN, onpepeneHre cybnonynaunii IMMeoLnToB METOAOM
NPOTOUYHOW LIUTOMETPUI, @ TaKXKe N0 NoKasaHUAM onpefeneHne ayTOUMMYHHbIX aHTUTen,
OHKOMapKepoB, NpoBefeHne anneprosiornyeckoro obcnenosaHua. O6a3aTenbHbIM yC1o-
BMEM [N OKOHYaTeNbHOro guarHosa BHW aesnaetca monekynapHo-reHeTnyeckoe obcre-
[oBaHMe. [1nAa HO30/0rMIA C TOYHO OnpeaeneHHbIM reHeTUYeCKM fepeKToM BO3MOXKHO
BbINONHEHWe nccnepoBaHua no CeHrepy, HO B OOMbLUNHCTBE BapMaHTOB NPeanoYTUTeNb-
HO ucrnonb3oBaTb NGS.

OT1aenbHO Hago OTMETUTb, UTO ANA AaHHon rpynnbl BHW npw ctaHgapTHOM BapuaHTe
UMMYHOTpPaMMbl, BbINOAHEHHO METOOM NPOTOYHOW LIMTOMETPUM, MOTYT OTCYTCTBOBaTb
APKO BblpaeHHble n3MeHeHuA. Ho npu yrnybneHHOM u3yyeHun y naymeHToB C CamMbiM
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pacnpocTpaHeHHbIM BapraHTom BHW y B3pocnbix — OBUH, yacTo onpegenAatca HapyLue-
Hne GopMMpoBaHMA B-KNeTouHom NaMATn CO CHUXKeHUeM B-nepeknioueHHbIX KNeToK na-
MATY, NOBbIWEeHNeM KonnyecTsa B1-numbouuntos, GyHKLUMOHaNbLHO He3penbix B-kneTok,
B-numdounToB € «<ayTOUMMYHHbBIM» UMMYHO)EHOTUMOM, MOTYT HabntoAaTbCA 3MEHeHUA
1 co cTopoHbl T-numdoLmnToB.

Bbibop nepeyHa nccnegoBaHUin AnsA NOATBEPXKAEHUA AnarHo3a, 6e3ycnoBHO, 3aBUCUT
OT KINUHUYECKOWN CMMMTOMATUKK, BO3MOXKHOCTU neyebHOro yupexaeHuna n Keanmopuka-
unn Bpava-KnnHuymcta. Ha oprumanbHom cante EBponeickoro obuiectsa no MMMyHo-
peduumtam (ESID) onybnukoBaHbl AMarHOCTUYECKUE KPUTEPUM pAda HO30MOMMIA Tpynbl
HapyLUeHWU C NpeuMyLLecTBeHHON HefoCTaTouHOCTbio aHTuTen (https://esid.org).

JleyueHne BpOXKAEHHbIX HapyLWIeHNII UMMYHUTETa C NpenMyLLeCcTBeHHON Hepo-
CTaTOYHOCTbIO aHTUTEN

TakTuKa Tepanum B rpynne HapyLweHUi UMMyHKTETa C MPenMyLLeCTBEHHON HeloCTa-
TOUYHOCTbIO aHTUTEN BKJTIOYAET 3aMeCTUTENbHYI0 Tepanuio, afeKBaTHY0 aHTMbaKTepranb-
Hyl0 Tepanuio C poTaluern NpenapaToB 1 MMMYHOCYMPECCMBHYIO Tepanuio Npu nokasa-
HUAX.

KpaliHe Ba)KHOI ABNAETCA 3aMecTuTeNbHaA Tepanna. Ha cerogHAWHNA MOMEHT CyLue-
CTBYeT [iBa BO3MOHbIX BapuaHTa — BHyTPMBEHHOE BBefleHVe npenapaTta U NoLKOXHOe.
Mpwu 3TOM yKa3biBaeTcA oTAeNbHbIMU UCCNefoBaTeNAMY, YTO 3bdeKTUBHOCTL 06enx dopm
COMoOCTaBUMa MW NOAKOXKHaA Tepanua obblYHO fJaeT 6onee BbICOKME CpefHMe YPOBHU
IgG B CbIBOPOTKE, UeM Te »Ke [03bl, BBOAVMblE BHYTPUBEHHO, TaKKe MOBbILIAeT YyBCTBU-
TeNIbHOCTb K BakuuHonpodunaktrke [15-19]. NoakoxkHoe BBeAeHMe ABAAETCA Npeano-
YTUTENbHBIM 1 B CBA3W C APYrMM PAAOM MpenmyLlecTs. B oTnnumne oT BHYTPUBEHHOTO,
npu NOAKOXKHOM BBEAEHNN MUHUMU3UPYETCA PUCK NOOOUHBIX peaKkLi U OCIOXKHEHWN,
XapaKTepHbIX AN BHYTPUBEHHOTO BBeleHNA, MMEETCA BO3MOXKHOCTb MoyyYaTb Tepanuio
Ha gomy 6e3 yuyacTna MeguUMHCKOro nepcoHana, npu 3TOM MMeeTCs SKOHOMUYECKMIA
abdeKT gna cnctembl 3gpaBooxpaHeHus. besycnosHo, HeobxoarMo npeaBapuTenbHOE
obyueHne KBanUPUUMPOBAHHBIM MeAULMHCKUM NEepCOHaNIoOM METOAMKE MOLKOXKHOrO
BBeJeHNA UMMYHOIN06ynHa 1 NpeaBapuTeNibHOe cornacre naureHTa Ha Takol BapuaHT
neyeHwus. Mpr 3TOM NaLMeHT CTaHOBUTCA MeHee 3aBUCKM OT fleyebHoro yupexaeHus, 6o-
nee MobuneH 1 NpU NPaBUIbHOM KOHTPOJE 1 CBOEBPEMEHHOM MOJTyYeHUN NpenapaTa B
LiesloM Npu aHKeTUPOBaHMM MaLMEHTbl KOHCTaTUPYIOT yNyulleHre KauyecTBa Xn3Hu [20—-
25]. CyLwecTByIOT UCCNE[OBaHUA, KOTOPble JOKa3blBatOT, YTO PaHHAA AMArHOCTMKA 1 3aTeM
KauecTBEHHas 3amMeCcTUTeNIbHAA Tepanusa, KOTopasa HayaTa MakCUMMasbHO paHo, CNoco6-
CTBYIOT CHVXKEHWIO 3M13040B NHGEKLMOHHbIX OCNIOXHEHUI, 6onee MArKOMy MX TeUEHUIO,
CHUXKAIOT Harpy3Ky Ha yupexKaeHUn 30paBoOXPaHEHNS, a TakKe BO3MOXKHO CHIKEHME aK-
TUBHOCTU ayTOMMMYHHbIX MPOABNEHUI C KOPPEKL e UMMYHOCYNPECCUBHON Tepanumn v
NPeAnoNoXUTENbHBIM CABUIOM BEPOATHOCTM MaHUdecTaumm HOBOOOPa3oBaHMiA No Bpe-
MEHHOW LKane B 6osiee oTaaNeHHble CpoKu [26-28].

B Pecny6nuke benapycb npenapatbl 451A 3aMeCTUTENIbHOM Tepanum ABAAIOTCA AOCTYM-
HbIMKW, HO O6paLLaeT Ha cebs TOT GaKT, UTO B PA3NIMYHbIX CTPAHAX UMeEeTCs Pa3HbI NoA-
Xopf B Bblbope BapraHTa 3amMecTUTENbHOW Tepanum, CTapToOBbIX J0O3 U PEKOMEHAYEMOrO
LeneBoro ypoBHs IgG. Y Hac B cTpaHe ypOBeHb UCMNONb30BaHUA BHYTPUBEHHOMO MMMYHO-
rnobynnHa ocTaeTca JOCTaTOYHO BbICOKMM, B TO BPEMA Kak B CTPaHaX C BbICOKUM 3KOHO-
MUYeckuMm ypoBHeM (Hanpumep, Hopserus, LLiBeuus, benbrusa) npeobnagaet HasHaveHne
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BpoxpaeHHble HapyLeHVa UMMYHITETa C MPenMyLLeCTBEHHON HeAOCTaTOUHOCTbIO aHTUTEN:
SNVAEMUONOTUA, [UArHOCTUKA, Tepanus

NoAKoxHoro BapmnaHTa [29]. OTgenbHOro BHMMaHWA 3aciy>KMBaeT Npu 3TOM COrflacoBa-
HMe C MauMeHTOM BapuaHTa NpefnoyYTUTeNbHOro cnocoba BBeAeHUA UMMYHOTIO0YNMHa
C YeTKO NPOMNMCAHHON NPOrpammor 06yUeHNA U KOHTPOJIA CO CTOPOHbI CUCTEMbI 34PaBO-
OXpaHeHus, B C/lyyae ecnu naumeHT BblbMpaeT NOgKOXKHbIN BapuaHT [26]. Ecnn paccma-
TpuUBaTb CTapTOBbIE 1 MOAAEPKMBAIOLME [03bl Y HAC 1 OPUTAHCKKX KOJIEer, TO OHM COMo-
CTaBUMBbI, a LieneBoi ypoBeHb |gG 7 r/n B Pecnybnuke benapycb npotus 8 r/n gna 6onb-
LWIMHCTBA NaumeHToB ¢ BHW 1 B oTaenbHbIx ciyyasax He meHee 10 r/n B BennkobputaHum.

MNepeyeHb nccnenoBaHNin, TakTMKa Tepanum Ana pasnnyHbIX yPoBHEN creLmannusnpo-
BaHHOW MeAMLMHCKON MOMOLUM U3NTOXKEHbI B KIMHMYECKMX NPOTOKOMaX AMAarHOCTUKMN 1
neyeHns feTeil C OHKONOrMYeCKUMI 1 remMaTosiormyeckMm 3aboneBaHnaMu, 1 NepBuY-
HbIMW (BPOXAEHHbIMM) MMMyHOoZedULMTaMK, YTBEPXKAEHHbIX NprKa3oM MuHUCTepcTBa
3apaBooxpaHeHna Pecny6nukn benapycb N° 38 ot 13 AaHBapsa 2012 r. [Ina B3pocnoro
HaceneHua Pecny6nukn benapycb pa3paboTaH 1 yTBEpXKAEH KAWHWYECKWUA NMPOTOKON
«[lnarHoCTMKa 1 neyeHve nauMeHTOB C NEPBUYHbIMKU UMMyHoAedbUUMTamK (B3pocsioe
HaceneHue)», COrnacHo noctaHoBeHMto MuHNCTepCTBa 34 paBooxpaHeHna Pecnybnuku
Benapycb N2 102 ot 11 okTAGpA 2022 r. [JaHHbIA NPOTOKON BCTYNWA B CUSTY C MOMEHTa
ero onybnukoaHua B gekabpe 2022 r. C 3TM/ JOKYMEHTaMUN MOXHO 03HaKOMUTbCA Ha
cante MuHucTepcTBa 3apaBooxpaHeHus (minzdrav.gov.by) nnu gpyrux oduumanbHbix
NPaBoOBbIX KaHanax. LieHTpamu no guarHoCTuKe n neyeHuto BPOXKAEHHbIX HapyLUeHUIA
ummyHuTeTa B Pecnybnuke benapych anatotca 'Y «PecnybnukaHcKun HayuHO-MpaKTu-
YeCKUI LLeHTP LETCKOM OHKONOTMK, reMaTosIorm 1 MMMYHoIOrMmn» (obuumanbHble caiTbl:
https://www.oncology.by u https://immunodeficiency.by) ana peTckoro HaceneHus
n I'Y «Pecnyb6nmKkaHCKUIM HayYHO-MPAKTUYECKNI LLeHTP paaraLiOHHOM MeaULMHbI 1 KO-
norun yenoseka» (https://www.rcrm.by) ans B3pocnbix.

Taknm 06pa3om, MOXKHO KOHCTaTUPOBaTb, YTO, HECMOTPA Ha Gonbluve ycnexu B Aua-
FHOCTUKE W JIeYEHMN BPOXAEHHbIX HapyleHnn ummyHuTeta B Pecnybnuke benapychb,
YPOBEHb BbIABNEHNA MALMEHTOB C NpPeuMyLeCTBEHHOW HeOOCTaTOYHOCTbIO aHTUTen
ocTaeTcA HefocTaTouHbIM. K faHHON npobneme HeobxoaMMo NpuBNeYb BHUMaHUE Kak
MOXHO Oonbluero KonmyecTBa npefcTaBuTeneil MegULMHCKON obuiecTBeHHOCTU. He-
0o6xoAMMOo HauenuTb Bpayelrl Ha BO3MOXHOCTb AMArHOCTUMKM AaHHOW NaTosiorMmn B Jo-
601 BO3pacTHON rpynne — Kak cpeau feTen, Tak U cpefun B3pocnbix. [py nogo3peHnn
Ha JaHHYI0 NaTOSIOrMI0 HaNpPaBUTb B LIEHTPbI, FAe NPOU3BOAAT ANArHOCTUKY U NleyeHne
BHW. U paxe B oTCyTCTBME reHeTUYeCKn BeprdULMPOBAHHOMO AMarHo3a Npu nokasaHu-
AX IMeeTCA BO3MOXHOCTb Ha3HayeHnA 3aMecTTeNlbHON Tepanuu. V3 oByx BapnaHTOB ee
npoBeAeHUA — BHYTPUBEHHAA 1 NOAKOXHaA dopma npenapaTta MMMyHOrno0ynrHa yeno-
BEUECKOro — NpeanoyTUTeNbHoM ABRAeTCA NogKkoxHas. MNpu 3Tom BbIGOp B Tex cnyyasx,
Korga 3To BO3MOXHO, »KenaTeflbHO AenaTb C yYeToM NpeanoyTeHnin naumeHTa u/mnm ero
3aKOHHbIX NpefcTaBuTenen. Heo6xoanMo NOMHUTDL, UTO KauyecTBEHHasA CBOEBPEMEHHas
3amecTuTenbHasa Tepanua MOXeT cienaTb MHPEKLNOHHbIA CUHAPOM KOHTPONMPYEMbIM,
YMEHbLUTb PUCK OCNIOMKHEHWUI, KOTOPblE MOTYT NPVBECTW BMOCIEACTBUN K HapyLLEHUIO
bYHKUMM OpraHoB 1 CMCTEM M MHBanuAM3auumM nauneHTa, CHU3MTb akTUBHOCTb ayTOMM-
MYHHOW NaToONOrMm 1 NPV 3TOM CMATYNTb UMMYHOCYNPECCUI0, CHU3NTb BEPOATHOCTb PaH-
Hel MaHudecTaLm HoBOOOPa30BaHMWI 1 B LLeSIOM YNyYLLMTb KaueCTBO XMN3HU NaLmneHTa.
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