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Abstract

By definition, primary immunodeficiencies (PID) are a large group of severe, genetically determined diseases, the cause of
which is the violation of the cascade of the immune response of the body. A WHO scientific group to date have identified about 250
nosological forms of the PID, the International Union of Immunological societies (International Societies Union of Immunological)
recognized the relationship of primary immunodeficiency with more than 270 genes; we identified over 4500 mutations. Data of
the International Foundation for primary immunodeficiency (Account Modell Fondation) indicate that, on Earth at least 10 million
people suffer from some form of PID. If we compare the data of the European indices with the number of inhabitants of the Republic
of Kazakhstan, currently in our country should be at least 3000 patients with a congenital defect of the immune system, thus, by
2015, was registered in 34 patients with PID. The clinical picture of PID has different forms of manifestation, the main syndromes
are: infectious, neoplastic, allergic and autoimmune syndromes. Strategy in the treatment of PID depends mainly on the nature of
the gene defect and suggests maintenance therapy (substitution therapy with immunoglobulins) and causal treatment (bone marrow
transplantation/hematopoietic stem cells, gene therapy).
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TyXblpbiMaama

AHbikTay 6orblHLWA, BipiHLWINiKTi MMyHoaedmunTTep (BUM) - aybip, reHeTnkanbIk aypynapAbiH YNKeH ToObl, onapAblH Heriri ce6ebi MMMyHABIK
ayanTblHKackagblH Oy3binbicbl 6onbin Tabbinagbl. Xanbikapanblk MIMMYHOMNOTMANbIK KaybiMaacTeliktap ogarbl (International Unionoflmmunological
Societies) apkbinbl JACY¥ To6bl BAL Ho3onormsanapbiHbiH 250 TypiH aHbikTagpel, 270-4eH actam reHgepMeH MMMMyHoaedUNTTepAiH barinaHbicb
6onbin TabbinFaH; 4500 actam myTaumsnap adblkTanfaH. Xanblikapanblk OipiHWwinikti nmmHogeduumtTep PoHapiHbiH (Jeffry Modell Fondation)
aknapatTapbl 6ovbIHLWA, anemae kem aereHae 10 mnH agam BUL TypnepimeH aybipaabl. KasakctaH Pecnybnukack! TyprbiHAapbl caHbiMeH Eyponanbik
WHAEKCTEPIHIH AepeKkTepai canbicTbipcak, 6isaiH enimisge kasipri yaksitta 2015 xbinbl, MMMYHABIK XYWECIHIH Tya BiTkeH akaybl 6ap, kem gereHae,
3000 Haykac 6onybl Tuic, BU[ 34 Haykac TipkenreH. BUL knuHukanblk kepiHicTepi ap-Typri 6onbin KepiHeai, Herisri cuHapomaap: UHAEKLMOoHAbI,
iCIKTIK, annepruanblK >xeHe ayToMMMyHAbIK cuHapomaapbl. BAL Tepanus ctpaternsichl HeridiHeH reHik akaybl cunaTbiHa 6arnaHbICThl xaHe konaay
TepanusicblHaH (MMMYHOINOBYMNWH aybICTbIpy Tepanusicbl), XXOHe 3TUOTPOMThIK €M (CYMeK KeMiriHiH TpaHCnnaHTaumsicbl / reMonoaTuKanblk AiH
Xacyluanapbl, reHaik Tepanus) kesgensi.

MaHbI13ab1 ce3aep: GipiHLWINIKTI UMMyHOAEMULMTTEP - FeHETUKANbIK aypynap.

NEPBUYHBIE UMM YHOJIE®UILUTBI: COBPEMEHHBIE [IOAXO/AbI B IUAT'HOCTHUKE U TEPAIIUU
Taoaynnuna JI.M.!, Yeenosa O.I1.,,Mopenko M.A.!, Ko3eias E.®.?

'AO «MeanuHckuil yauBepeuter Acranay, kadeapa aerckux conesueii Nel, Acrana, Kazaxcran

2AO «PeciyOniKaHCKUI JMArHOCTUYECKHUI LIEHTPY, OT/EN auIeprojIornH, MyJIbMOHOJIOIMU 1 ophaHHbIX GonesHei, Acrana, Kasaxcran

Pestome

Mo onpepenexuto, nepBuyHbie MMyHoaeduumTel (ML) - 3To MHOroYMCNeHHas rpynna TsXKenblX, reHeTUYecky 06ycrnoBneHHbIX 3aboneBaHni,
NMPUYNHON KOTOPbIX CTAHOBUTCS HapyLleHuWe Kackaja MMMYHHOro oTBeTa opraHuama. HayuHas rpynna BO3 k HacTosilemy MOMEHTY Bbigenuna
nopsigka 250 Hosonornyeckux dopm MO, MexayHapopaHeim Coto3om KMimmyHomormdeckmx coobuiects (International Union of Immunologi-
cal Societies) npuaHaHa CBs3b NepBUYHBIX UMMyHoZeduuUMTOB ¢ Bonee yem 270 reHamu; naeHtTuduumposaHo 6onee 4500 myTaumii. [aHHble
MexayHapogHoro ®oHaa nepBuYHbIX UMMyHoaeduumntoB (Jeffry Modell Fondation) cBuaeTenbCcTByOT 0 TOM, YTO Ha 3emre, Kak MUHUMYM, 10 MIH.
YernoBek CTpagatoT Ton unu nHown dopmon M. Ecnv conoctaBuTh AaHHbIE €BPOMENCKMX NMOKa3aTenein ¢ Yncnom xutenen Pecnybnukmu KasaxcraH,
TO B HacToslLLee BpeMs B Halliel CTpaHe AOMKHO BbiTb He MeHee 3000 nauneHToB C BPOXXAEHHbBIM Ae(EKTOM MMMYHHOW CUCTEMbI, MPK 3TOM, K 2015
rogy 6bino 3apervctpupoBaHo 34 nauuenta c M. KnuHuyeckas kapTtuHa ML nmeeT pasnuyHble hopMbl NPOSBNEHUS, K OCHOBHBIM CMHAPOMaM
OTHOCSITCS: MH(PEKLMOHHbIN, OMyXONeBbIN, anfiepruieckuii U ayTouMMyHHbIN cuHapombl. Ctpaterus B Tepanuu ML 3aBucut rmaeHbIM 06pa3om oT
Xapaktepa gedekta reHa v npegnonaraeT NOAAEPXKMBAOLLYIO Tepanuio (3amMmecTUTeNbHas Tepanust UMMYHOrMobynnHaMmn) 1 dTUOTPOMHOE NeYeHne
(TpaHcnnmaHTauusi KOCTHOrO MO3ra/reMOoNO3TUYECKMX CTBOMOBBIX KIETOK, reHHas Tepanwsi).

KntoueBble cnoBa: nepBuyHble MMMYHOOEMULNTDI - TeHeTUYeCKne 3aboneBaHus.
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BBepeHue

OnmHOW W3 aKTyambHEWIHUXTIpPOOIEeM MEIUIMHE Ha
CeTONHSIITHUNA JIGHb SBISCTCS POCT HMMYHO3aBHCHMOU
MaTOJIOTHH, T.e. 3a0O0JeBaHWH, B OCHOBE KOTOPBIX JIEXKAT
MMMYHOIATOIOrMueckre Mexanu3msl| 1,24].

[lo ompemencHHWIO, TEPBUYHBIC HMMYHOISHUITUTEHI
(ITM) - »2TO  MHOTOYHCICHHAS  TPyNIa  TSDKENTBIX,
TeHETHYECKHOOYCIIOBICHHBIX 32a00JICBaHAHN, TPUINHON KOTOPBIX
CTaHOBHUTCS HapYIICHNE Kackaa IMMYHHOTO OTBETa OpraHu3Ma
[2,18].3ab0meBanms ¢ UMMYHOIIATOJIOTHYECKUMHI COCTOSHUSMU
XapaKTepU3YIOTCS, paHHEH XpoHW3aIMel, TOPIHIHOCTEHIO
K TPagUIMOHHBEIM METOIaM TEpalmud H HEOOXOIUMOCTHIO
MIPOBEICHIS] UMMYHOpeadmuTanu [1].

Lens ucciien0BaHUA: U3yYUTH MPOOIEMBI JUATHOCTHKHI
U TepaIuy MePBUYHBIX UMMYHOC(HUIIUTOB.

PaCHPOCTpaHeHHOCTb nepBUYHbIX
MMMyHOAe(*)VILIMTOB

He cMoTps Ha TO, YTO WMMEIOTCS MHOTOYHCICHHBIX
HCCIICIOBAHMUS 10 UMMYHOJIOTHH, M B YaCTHOCTH I10 TIEPBHYHBIM
HMMYHOAC(PHIIUTAM, HACTOPOKCHHOCTh Bpadyeil B OTHOLICHUU
[T Hu3ka. 3to cBsg3ano ¢ TeM, uto [T ]| cunTaroTcs 10CTaTouHO
PEIKUMHU M CIOKHBIME 3a00jieBaHusIMH. OIHAKO, MO JaHHBIC
MexaynapogHoro @oHaa MEPBUYHBIX HMMYHOIC(PHIIUTOB
(Jeffry Modell Fondation) cBHIETENBCTBYIOT O TOM, YTO Ha
3emite, Kak MUHEMYM, 10 MJTH 4eJTOBEK CTpaJar0T TOW WIK HHOU
thopmoit ITN/T [3,13].

W3 rpymmbl IEPBUYHBIX UMMYHOAE()UIINTOB, OCHOBBIBASICH
Ha HWMCIOIIUXCSA JaHHBIX O MEXaHW3Max pPa3BUTHS OTHX
3a007eBaHN, MOXKHO BBIZICTUTH 4 OCHOBHBIE TpymmH! [7,18]:

-T'yMOpPAaJIbHbIC WK B-KJI€TOYHBIE UMMYHOAC(PHUIIATHI;

- KOMOWHHPOBAHHBIC WMMYHOAC(PHIIUTEI, TPH KOTOPHIX
CTpPaaroT KJICTOYHBIN U TYMOPAIbHBIH 3BeHbS HMMYHHUTETA,;

- neexTsl parouTosa;

- ne(eKThl KOMIUIEMEHTA.

I[lo pmanueiM  aBtopoB Kolhir PV, Al-Herz W.
HMMYHOJC(PHUIUTHBIC COCTOSHHUS C HApYIICHUEM MPOLYKIIUN
AHTUTEA COCTaBIAIOT oOKojio 50% oOT oO0IIero KoJIM4ecTsa,
HamboJiee 4acTo BCTpeyaemas IaTOJIOTHs; KOMOWHHPOBAaHHBIC
ummyHonepunutel - 30%; medexrsr Qaromurosza - 18%;
ne(eKThl KOMIUIEMEHTa COCTaBIIIOT MeHee 1 -2% oT obiero
yucna [TN]] [8,14].

C cepeauHbI MPOIILIOTO BeKa, C MOMEHTA, KOT/Ia ITOSBUIIHCh
MepBbIe COOOIEHHUS O TTAIMEHTAaX C BPOXKACHHBIMHU Jieekramu
UMMyHHOTO oTBeTa, BO3 Ha 0a3e pa3auyHBIX JIeUeOHBIX
yupexaennii B CIIA, @pannun, ['epmanun, Utanuu, Ucnanuwy,
Kyseiite, Poccun, bemapycn Obuia co3mana HaydyHas Tpymra,
3aHMMAIOIIAsACA M3ydeHHeM maHHOW marojorud. CosgaHHBIC
HCCIICMIOBATCIbCKAE ~ HAyYHBIC TIPYNIbl W KIMHAYECKUE
OTJENICHUs  3aHUMAIOTCS  pa3paboTKod  Kiaccuduxammu
BPOKJICHHBIX Je(EKTOB HMMMYHUTETa, OIMCAHHEM HOBBIX
dhopmM, bopMHUpPOBaHHEM KOHTHHCHTAIBHBIX M HAIMOHATBHBIX
peructpos I[TNJ1 [3,9].

[To mocaeHUM JaHHBIM K HACTOSIIIIEMY MOMEHTY HAy4IHOI
rpynmoi BO3esiaenero 250 Hozonoruyeckux dopm I[TUJT [3].
Kak coobmaer Mexaynapoaasii Coro3 MMMyHOIOTHYECKUX
coobmects (International Union of Immunological Societies)
MpU3HAHA CBS3b MEPBUYHBIX HMMYHOAEC(HUIIUTOB ¢ Oosee
yem 270 renamu; uaeHtudunmpoBano Oonee 4500 myTarmit
[16,28]. TTo nanueiM EBpomneiickoro O6mecta o [lepBruaHbIM

NmmyHoneduimram, yacrora Berpedaemoctu [TUJ] B cpennem
cocrasisier 1/25000-1/100000 wHaceneHusi, B TO BpeMmsi Kak
cenieKTHBHBIN Aedumt [gA BecTpeuaercs c uacroroit 1/500-1/700
Hacenenust [4,29]. Ecnu conocTaBUTh JaHHBIE €BPOTEHCKUX
rokasaresneil ¢ uuciom xurenei Pecriyonuku Kaszaxcran, To B
HacTosiIIee BpeMs B HallIel cTpaHe J0JbKHO ObITh He MeHee 3000
MAIMEeHTOB C BPOXKICHHBIM JIe()EKTOM HMMYHHOW CHCTEMBI,
pu 3ToM, K 2015 rogy Obu1o 3apeructpupoBaHo34 mareHTa
c I[TNUJ] [5]. O6bacHenue Tomy, uto yactota perucrpanuu I[TH]]
B EBporie MHOTOKpaTHO npeBbIlIaeT, nokasaresu B Kazaxcrane,
SIBJISIETCSI  CJISIICTBUEM OTCYTCTBHSI PETMCTpAIUU  OOJIBHBIX.
OCHOBHasi 4acTh TMAaIEHTOB C JaHHOW Marojorueil 1mdo He
BBISBJISICTCSI, JIMOO IUAarHOCTUPYIOTCS OYEHb TO3JHO, U OHHU
YMUPAIOT OT UH(EKIIMOHHBIX, OHKOJIOTHUECKHUX, Ay TOMMMYHHBIX
u gapyrux 3aboneBaHuil. OTCYTCTBHE YETKHX aJlTOPUTMOB
W HCIOJIb30BaHHE YCTAPEBUIMX TEXHOJOTMH 3HAYUTENHHO
YAJMHSIET TPOIECC IUAarHOCTHKH, YTO BEJET K 3aTArMBAaHHIO
JIOPOTOCTOSIIIETO  HE  CHENU(UUECKOT0  JIGYEHHS BMECTO
nipoBeaeHust 3PGEeKTHBHOW UIMMYHOTpPOITHOHN Tepanuu [27].

HuarHoclea n Tepanuna nepBUYHLIX
MMMyHoaedPUUMTOB

Jebror xmmHmyecknx npusHakoB [IMJl mpuxomures
Ha JICTCKUH BO3pacT, OJHAKO HAlpuUMep, NpH THIOMOpQHON
MYTAalllH, THIINYHAS KIMHUKA 3200JI€BaHMST MOXKET ITPOSIBUTHCS B
6onee nozauue cpokw [10]. [Ipruem cpoku, MeXTy ITIEpBUIHBIM
oOpamieHneM K Meauarpy WIM Bpady oOOmeld MpakTHKH |
BbICTaBNeHHBIM auarHo3 [IMJI, komeGmrorcst B amama3oHe
or 9 wmecsueB a0 4-7ner [17]. Knunudeckue mOposBICHUS
[M1]], MHOTOOOpPA3HBI, U MOTYT JIeOIOTHPOBATh W TIPOTEKATh
MOl MackaMu Apyrux Oose3Hel, Taknx Kak HHQEKIHOHHBIC,
aJJIepPrudecKue, AyTOUMMYHHbIE HMOHKOJIOTHUECKUE
3aboneBanus [4,23].

OcoOb1ii MHTEpeC 3a ToCNeHee JIECATHIETHEIPHoOpe
ckpuHuHr [IMJ[ y HOBOPOXXIEHHBIX METOIOM ONpEAEIeHUs
YHHBEPCAIBHOTO Mapkepa T-KJIeTOYHBIX MMMYHOAE(HUIIUTOB —
«T-penentopHbix sxci3noHHBIX Koste (T-cell receptorexcision
circle - TREC). Crpanamu 0lHUMH U3 TIEPBBIX BHEIPUBIINMH B
MPAKTUYECKYI0 MEAULUHY U IIUPOKO UCIONB3YIOIUE AAHHBIN
meto sBisttorest CILA u IIBernms.

[To ompenenenuto TREC obpasyercst B pesynsrare V(D)
J-peappan:kMpOBKH, BBIPE3KH YaCTH T€HETHYECKOTO MaTepuana
U 3aMBIKaHWS B KOJNBIO. TakuM 00pa3oM, KOHIICHTPAIHIO
TREC B mnepugeprdeckoii KpOBH MOXXHO paccMaTpUBaTh Kak
ToKasarenb npoiaudepanu JTUM(OINUTOB W  CyppOTaTHBINA
MapKep HOPMAJIbHOIO  PAa3BUTUS MMMYHHOH  CHUCTEMBI.
AmnanornyHo o0pa3sylorcss W B-KiIeTOYHbBIE OSKCUM3HOHHBIC
xonba (kappa-deleting recombination excision circles- KREC),
COZIepKaHMWEe KOTOPhIX B TepH(EpUIEcKOil KpOBUSBISCTCS
TaKXKe CyppOTaTHBIM MapkepoM J(PQPEKTUBHOCTH PA3BUTHS
B-knerouHoro 3BeHa HMMMYHHOM CHCTEMBI B Ipolecce
smOpuorenesa [19,20].

Taktuka B Teparnmu [1M]] 3aBucHT TaBHBIM 00pazoM OT
xapakrepa AedexTa TeHa W IpeoiaraeT Mo/IepKUBAIONIYI0
TEpanuio (3aMECTHTENbHAs Tepanuss HWMMYHOTIIOOYITHHAMN)
1 3THOTPOITHOE JIeYeHHE (TPaHCIUIAHTAIMs KOCTHOTO Mo3ra/
TeMOIIOITHYECKUX CTBOJIOBBIX KJICTOK, I'eHHas Teparus) [22].
Ha cerogusmHuii 1eHb TpPaHCIUIAHTALUS TIEMONOATHYECKUX
ctBosioBbix kierok (TI'CK) w TeHHas TepanussBISIOTCS
Hanbonee OOOCHOBAaHHBIMH M ONTHMAJIBHBIMH C  TOYKH
3penust stuonornyeckoro sewenuss [T [11,12]. Onnako
spdpexruBHOCTh TI'KC 3HAYNTENBHO CHIKACTCS, €CITU JHATHO3
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BBICTABJIEH Ha [O3/{HUX 3Talax, KOrja y NalUeHTOB yKe UMEI0TCs
TSDKEJIbIE XPOHMYECKHE WH(EKINOHHBIC, ayTOMMMYHHbIC WM
3JI0Kau€CTBEHHbIE NposiBieHus [23,25].

B nocnenHue Tpu gecATUNETUS, 3aMECTUTENIbHAS TePaIIHs
nmmyHoroOyimHamu (M) siBisieTcst OCHOBHBIM BHJIOM JICUEHHS
JUIs1 OOJBIIMHCTBA NALIMEHTOB M CTaJIa CTaHapTOM MEIUIIMHCKOM
1oMOIIX OOJIBLHBIM C MEPBUYHBIME U BTOPUYHBIMHU JIe()eKTaMH
anturen [15,21]. Ilpu perymsapnoi, tepanuu WI BBOzmAT
BHYTPUBEHHO WJIN MOAKOXKHO C ONPEIEIEHHBIMU HHTEPBAIAMH,
C IEJIbIO YBEJINYEHHS B CBIBOPOTKHM KPOBH MMMYHOTJIOOYJIMHOB

kiaacca G B (M3HOIOTMYECKUX KOHIEHTPAIMSX, JJISI 3aLIHUTHI
pOTUB OakTepuaibHOil nHpekuuu [22].
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Pannss nuarnoctuka v ceoeBpeMenHas tepanus [ naer
BO3MO)KHOCTH HE TOJIBKO YMEHBIIUTh CMEPTHOCTD U YBEIINIHUTH
MIPOIODKUATENIFHOCTS JKU3HU MAaIMEeHTOB, HO ¥ 3HAYUTEIHHO
MOBBICHTh €€ KaudeCTBO M BO3BPATUTh K ITOTHOICHHOMY
CYIIECTBOBAHHIO OTPOMHOE YHUCIIO JTFOICH.
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