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C Hauyana 2000-X rr. oTMeYeH 3HauynTeNbHbIN POCT
3ab0s1eBaeMOCTV BOCMANUTENbHbIMY 3a6051eBaHUA-
MU KnwweyHrKa (B3K) 1 nepBnyHbIMy uMMyHoaedu-
LnTHbIMU cocToAaHmAaMY (MUAC) y B3pocsbix u feTeln
BO MHOTUX CTpaHax Mupa. Llenb 063opa - 06061uth
COBpPEMEeHHble NpeAcTaB/ieHns 0 MHOroobpasnm
KnuHnyeckmx BapuanTtoB MUAC ¢ ractponHTecTn-
HanbHBIMU NPOABNEHNAMY 1 06 Tanax anddepeH-
LnanbHOM AMarHOCTUKN.

Atnnununble BapuaHTbl NMNAC co cTepTon KnnHnye-
CKOW KapTUHOW [OBOJIbHO CNOXHbI ANA CBOEBpe-
MEHHOW AnarHoctuku. Hekotopsle popmbl MAAC
C MOpaXeHMeM KULIEYHOro TpaKTa Takxe 6biBaeT
HenpocTto AuddepeHUNPOBaTb C KNaccuyecknmm
B3K. MNpoBefeHne MoneKkynapHO-reHeTu4eCcknx
nccnefoBaHWii NO3BONIAET BbIAENNTb 0COBYIO
rpynny moHoreHHbix B3K-nogo6Hbix 3aboneBa-
Hun, npeactasnerHyto MNMUAC. B ctaTbe npuBefeHa
coBpemeHHas Knaccnoukauma MUOC n ocHoBHble
KNMHUYeCKne BapuaHTbl, umutupytowme B3K,
C BaXKHbIMM KJIMHMKO-N1ab0paTOPHbIMU acneKkTaMu.
NHPOPMMPOBAHHOCTb 1 HACTOPOXKEHHOCTb MPAKTU-
KYIOLLMX CNeLmanncToB, Habnogaowmx naLmeHToB

¢ B3K, nomoryT onpefienvtb KOropTy 60/IbHbIX C Be-
posaTHbIM MAAC 1 npoBecTy paclurpeHHyto nabopa-
TOPHYI0 ANArHOCTUKY NN HaNPaBUTb Ha reHeTnYe-
cKoe TecTupoBaHue. CBoeBpeMeHHan AnarHocTmKa
MNAC obecneunBaeT H6bICTPOE Ha3HaUYeHMe Tap-
reTHOV Tepanuu Uiy NpoBefeHne TpaHcnaaHTa-
LW reMono3TUYECKNX CTBOJIOBbIX K/IETOK, YTO
B 60OMbLWVHCTBE HAabNOAEHNIA MO3BOAAET AOCTUYD
pemuccuy 3a60oseBaHus, ynyULWnTb KaYeCTBO 1 NPo-
[OMKNTENIbHOCTb XMU3HWN NaLNeHTOB.

KnioueBble cnoBa: 6051e3Hb KpoHa, A3BEHHbI KO-
JINT, BOCManuTesbHble 3a601eBaHNA KULWEYHMKA,
nepBUYHbIE UMMYHOAEPULINTHBIE COCTOAHUA

Ansa untnpoBaHusa: lllepbakosa OB. [epBuyHbie
UMMYHOZEDULIUTHBIE COCTOAHNA, UMUTUPYIOLLME BOC-
nanuTesbHble 3a601eBaHNaA KMLWEYHKa: KIMHYeCK e
acneKTbl ¥ Npobnembl AuddepeHLanbHOM ArarHoCTy-
K. AnlbMaHax KIMHUYECKOW MeauLmnHbl. 2023;51(8):456—
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epBUYHbIE UMMYHOIE(PUIIUTHDBIE COCTOS-

Hus (IIM]JIC) npencrapnsior coboit 3a60-

JIeBaHM A, 00YC/IOBIEHHBIE TeHETIYeCKUMM

medeKTaMy, IPUBOIAIIVMI K HAPYLIEHNIO
MIMMYHHOTO OTBETa C PasBUTHEM PeLVIUBUPYIOILUX
MH(EKINIT, OBBIIIEHHOMY PUCKY 37I0KaueCTBEHHBIX
HOBOOOPa30BaHMII ¥ BOSHUKHOBEHNIO 8y TOXMMMYHHBIX
6oresHeii [1]. B HacTosIee Bpems B Mupe oKoyo 10 MiH
Ye/I0BeK HAO/MIONAaIOTCsA C pasIMYHbIMU BapuaHTaMM
IMMNAC; ¢ Havanma XXI B. 41C/I0 HEKOTOPBIX UJI€HTHU-
¢unuposanubix popm IIN]JIC yBemmanniocs B 10 pas
[2]. C Havama 2000-X I'T. TOBCEMECTHO PErUCTPUPYETCs
3HAYMTE/IBHBIN POCT 3a60/IEBAEMOCTI U PACIIPOCTPa-
HEHHOCTY BOCIIQ/JIATEIbHBIX 3a00/IeBaHMIT KUIICYHN-
ka (B3K) u y B3pocneix, u y mereit [3]. B matorenese
B3K Ba)xHYIO pOJIb, HOMUMO HapyIIeHUI KUIIEYHO
MUKPOQIOPBI, BIUAHIA OKPY>Kalolell Cpefibl, UTpa-
10T TeHeTUYeCKY 00yCTI0B/IeHHbIe fe)eKThl BPOXKeH-
HOTO UMMYHHUTeTa. Y marueHToB ¢ B3K o6Hapyske-
HO 206 crrennu4ecKyx IeHOB, YeTBEPTb 13 KOTOPBIX
CBOJICTBEHHBI Kak 60me3Hy KpoHa [4], Tak 1 13BeHHOMY
KormuTy [5]. Vicnonb3oBaHme B IPaKTHKe MOEKYIIAPHO-
TeHEeTIYECKOTrO CeKBEHVPOBAHNA IIO3BO/IMIO BBIIETUTD
B TPYIIIIe BOCITA/IUTE/IbHBIX 3a00/IeBaHMIT KMIIEYHIKA
Tak HasbIBaeMble MoHOreHHble B3K mmmu B3K-nogo6nbie
3a007eBa N, KOTOPbIE IPEJICTAB/IEHbI IEPBUYHBIMU
UMMYHOIeUIMTHBIMY cocTogHMAMM [6]. CeropHs 13-
BECTHO OKOJI0 70 TeHOB, Ie(pEKThI KOTOPBIX 00YC/IOB/IN-
BaioT passutyie MoHorenHoro B3K [7], beHoTnnmyeckn
IPOSIBIIAIOIIETOCS «KIACCUYECKIIM» 3a00/IeBaHIeM, 4TO
saTpygusiet Bepudukaruio [TMJIC [8].

B HacrosAmeM 0630pe OTpa)eHbl COBPEMEH-
Hble IpeJCTaBIeHNsI 0 MHOT00Opasnuu BapuaHTOB
[MNJC ¢ racTpOMHTECTMHAIbHBIMY IPOABICHUAMNI
U 3Tambl [UMATHOCTUKY Ipu nopo3penun Ha IIMIC
y manuenTos ¢ B3K. JIyist packpbITust TeMbl ObLT OCY-
I[eCTBJIEH MOMCK, OTOOD ¥ aHAIN3 CUCTEMaTUIeCKIX
0030pOB U OPUTMHA/IBHBIX CTATEIl B 97I€KTPOHHBIX
6asax mauabix PubMed u eLIBRARY c¢ ucnonn3osa-
HIeM C/IeAYIomuX KaodeBbix cnos: Crohn’s disease;
ulcerative colitis; inflammatory bowel disease; primary
immunodeficiency diseases / 6onesub KpoHa; s3BeH-
HBIJI KOJIUT; BOCIIQ/IMTE/IbHBIC 3a00/IeBaHNA KIIIey-
HIIKa; IePBIYHbIE UMMYHOAeDUIIMTHBIE COCTOSHIUAL.
3ajanHas rry6uHa momcka 6ubnmorpaduuecKknx
JICTOYHUMKOB — nepuog ¢ 2000 o 2023 1.

dnuaemuonorua n Knaccupmkauma
nepBUYHbIX mmmyHo,qedmumelx
COCTOAHNN

YacroTa BcTpeyaemocTu BapuanTos [IMJIC pasmny-
Ha. Ham6onee gacto — o 1:500 ciydaeB B rof — pe-
TUCTPUPYETCs BPOXK/ICHHBIN CeIeKTUBHBIN lepuiuT
MMMyHoro06ynnHa A (anrt. immunoglobulin A, IgA).

B pasHbix cTpaHax Mupa 3aboneBaemocts IIM]JIC
Bappupyet: ot 1:10000 B IIBenmmm, 1:25000
B Hupepnangax fo 1 Ha 38000 B Benukobpuranun
[9]. B Poccmiickoit Pemepaninn pacnpoCTpaHEHHOCTD
n 3a6oneBaemocts [IM]J]C f0CTOBEPHO HE M3BECTHBI.

ITpu 6onpumHcTBe BapuanTos [TM]IC febrotupyer
Cpasy Ioc/Ie pOXK/IeH A, OIHAKO BCe Yallle BBIAB/IAIT
6O0MBHBIX C UMMYHOLEeDUUUTHBIMA COCTOSHUAMI,
KOTOpble MaHU(eCTUPOBAIN BO B3POCIOM BO3pacTe
[10]. Tak, B uccnegoBauuu M. Carneiro-Sampaio u co-
aBT. MOKa3aHO, YTO 0K0/10 30% ITarueHTOB C BHOBb
puaraoctupoBanHpiMu [TVMJIC 6bimn crapiue 20 et
[11]. IIposiB/eH1eM BPOXK/IeHHBIX 1e(hDeKTOB UMMYHMI-
TeTa MOTYT OBITb Ay TOMMMYHHBIE 3a00jIeBaHNA 1060
MX KOMOMHAL[MM, HATIPUMED, C HOPa’KeHIeM KIeTOK
KpOBU, II0YeK, KMIIeYHKA VU JPYTUX OPIaHOB, BO3-
MO>KHO TaK>Ke aTUIIYHOE TedeHye 3a60/IeBaHsI NN
C/IMIITIKOM paHHee ero Havajo. /Horga B JeTckoM BO3-
pacTe MOT'yT paboTaTh KOMIIEHCAaTOPHBbIE MEXaHU3MBI,
KOTOpBIe CO BpeMeHeM VICTOIIAI0TCA, 1 TOT/Ia pa3BUBa-
I0TCS TSDKeJIble MMM YHORepUIMTHDBIe COCTOAHMA [12].

ITocne BHegpeHMA B IPaKTUKY MOJIEKY/ISAPHO-
TeHeTUYeCKOTO CEKBEHVPOBAHIIA ITOABVIVCD TaHHBIE
0 MHOTHX 3a00/1eBaHNUAX, L0 TUPYOLINX B IIOLPOCT-
KOBOM BO3pacTe U MMEIOIINX B OCHOBE BPOXK/ICHHBIE
medexTbl UMMYyHUTeTA. Tak, HaIpUMep, AKTUBUPYIO-
mas myranus resa PIK3CD (pocdounosntup-3-xu-
Hasbl Jie7bTa) 00YCIOBNMBAET BUCUMMYHOITOOYIN-
HEMUIO C BOSHUKHOBEHVMEM CUMIITOMATUKN TOTHKO
BO B3pocioM Bozpacre [13].

Vsyuyenpl u onmcannl 0kono 300 TeHeTHYeCKuX
BapuaHTOB, onpeaensiomux passurue [IMNJC [14].
MeXXayHapOgHBLII COI03 MMMYHOTOTMYECKUX 006-
mectB (a1 International Union of Immunological
Societies, IUIS) mpepnaraer 1cnonb3oBaTh Kn1accu-
¢duxanmio I[TM]C [15], y4NTHIBAIOLIYIO MOJIEKYIAPHO-
reHeTndeckye gedekTsl MMMyHuTeTa. COBpeMeHHas
kmaccudukanus IUIS mokasbiBaeT: ¢ OLHOM CTOPOHBIL,
IIpY MyTaL[MV OXHOTO TeHa MOTYT Ha0/II0aTbCs pasHble
(deHoTHIIBI 3a60/1€BaHNMA, @ C IPYTOIT — TIpK fleheKTax
B Pa3HbIX T'€HETUYECKUX JIOKYCaX MOXeT OBITh CXOJ-
Hasi KIMHMYecKas KapTusa [16, 17]. B cBssu ¢ Tem uto
CIIU3UCTasA 000/I09Ka XKETYLOYHO-KNIIEYHOTO TPaKTa
(OKKT) siBmsieTcsi caMbIM MOIIHBIM MMMYHHBIM Op-
TaHOM, T7ie MECTHAsl UMMYHHAs CHICTeMa IOCTOAHHO
B3aMIMOJIEJICTBYET C OTPOMHBIM MHOXKECTBOM IUIIEBBIX
U MUKpOOHBIX aHTUTeHOB, IIVJIC Hepenko compoBo-
JKHAIOTCA PEUMAMBUPYIOMIVIMY KUIIEYHBIMY CYMIITO-
MaMu: uapeeit, Ipyr3HaKaMu ManbabcopOLmm, smm3o-
mamu reMaroxesnn. Kparkas xapakTepycTiIKa OCHOBHBIX
rpymn u BapuanTos [IVJIC [15] ¢ BepuduimpoBaHHBIMK
reHeTryeckuMu myTanysamu [16], B3K-ogo6usim de-
HOTUIIOM ¥ COOTBETCTBYIOIIVIMI KIMHUYECKVIMU IIPO-
siBreHnsAM [7, 18] mpepcraBnena B Tabnuie.
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Knaccrdukauma OCHOBHbIX BapMaHTOB MEPBUYHbIX VIMMYHOAEDULIMTHBIX COCTOAHWIA, aCCOLMMPOBAHHbIX C B3K-NoAoOHbIMI MPOABNERUAMY, C BEPUPULIMPOBAHHBIMM

reHeTMyeckMMmn BapvaHtamm [7, 15, 16, 18]

BapwanTbl MNAC

/3BeCTHble reHbl

B3K-beHotun / nokanunsaumsa, KNnnHuKa

MedeKTbl KNETOYHOrO 1 FYMOPasbHOro 3BeHa

Taxenas KOMOMHVPOBaHHAA MMYHHas
HepocTatoyHocTb (TKUH T-B+)

AtvnuyHble popmbl TKVH (T-B+)

CrHpgpom OmMeHHa

OBWH - geduuut LRBA, neduyut CTLA4,
OBWH-nopo6HbIin cMHapOM

Penkne nmmyHogednumTbI:

cHapom aeduumta RIPK1
cuHppom peduunta Caspase-8

1L-2RG, JAK3, IL7RA, PTPRC, CD3D,
CD3E, ZAP70, RAG2

LIG4, AK2, RAG 1/2, (ARTEMIS), IL2RG,
IL7R, JAK3, ADA

mnomopdHble myTaumn RAGT, RAG2,
IL-2RG

LRBA, CTLA4, IL21,
TACI, BAFF-R, ICOS

RIPK1
CASP8

Kom6uHmnposaHHbie MUAC, accounmnpoBaHHble ¢ CMUHAPOMaIbHbIMU NPOABAEHNAMMN

BpoxzeHHas TpombounToneHns
(cHppom BuckotTa — Ongpuua)

[ledeKTbl TUMyCa B COMETaHUN C BPOXKAEHHBIMUN
aHomanuamu (Crungpom [n Oxxopaxm)

BpoxpaeHHbI frucKepaTos, CUHAPOM Xoepaana—
XpenpgaccoHa

AHrMgpoTHyecKasn sKTogepmanbHas aucniasus
(cHppom NEMO)

WAS, WIPF1

[Heneunna 22q11.2, TBX1

RTEL1, DKC1

NEMO (IKBKG)

MpeumyuectBeHHO AedeKTbl FyMmopasibHOro 3BeHa UMMYHUTETa

BbipaxeHHOe CHUXeHWe Bcex 130Tumnos Ig
CO CHUXXEHMEM WY NMOJTHBIM OTCYTCTBMEM B-KneTok
(arammarnobynuxemus; PI3KD)

Bbipa)keHHOe CHUXeHWe 2 U30TUMNOB MMMYHOT00Y/IMHOB
C HOPMasbHbIM MM CHUXEHHbBIM YPOBHeM B-kneTok
(cenekTuBHbIN feduumT IgA)

BbipakeHHOe cHuxeHwe IgG 1 IgA ¢ HopmanbHbIM/
NOBbILWEHHbIM cofiepaHnem IgM 1 HopmasnbHbIM
ypoBHeM B-kneTok (runep-lgM)

NUAC c ummyHHOI Ancperynauunein

CeMeliHbli reModaroLuTapHbli IMMGOrucTroLmTO3
6e3 runonurmenTauuu (XLP1 1 XLP2)

CeMeliHbli remodaroLyTapHbli TMMGOrncTroLmTo3

c runonurmeHTaumein (cuHapom frepmaHcku — MNyanaka)

[LedexTbl T-perynaTopHbIX KNeTok
(ayTommmyHHas sHTeponatua: | Tuna / IPEX-cunppom,
Il Tina / IPEX-nopo6HbIin cMHApOM v ap.)

MIMMyHHas Ancperynsums ¢ Konutom
(nedexTbl IL-10 1 IL-10R)

KonunuecTBeHHble 1 KayecTBeHHble fledpeKTbl parounTos

[ledeKTbl pecnmpaTopHOro B3pbisa
(xpoHnyeckan rpaHynemaTo3Has 6onesHb)

458

BTK, PIK3R1, PIK3CD

TNFRSF13B

CD40LG, AICDA

XIAP/BIRC4, SH2D1A

HPS1, HPS4, HPS6, AP3B1, PLDN

FOXP3, IL-2RA/CD25, STAT1 GOF,

MALT1, STAT3 GOF, JAKT GOF

IL70,ILTORA, IL10RB

CYBB, CYBA, NCF1, NCF2, NCF4, GATA2

K, 9K/ ractpouHTecTuHanbHble undekuun, ATA,
HedppoTUYECKUI CUHAPOM, ayTOMMYHHble 6051e3HN

3K/ ATA, renatocnneHomeranus, peLvanBmpyoLnia
KaHAn[o3

K, 9K / peumngunsupyiowe nHdeKLmmn, peuanBupyoLwmnii
KaHAnao3

3K, BK / yanosatas aputema, ATA, naHkpeatut, ysenT, CA1,
renatur, MCX, poT (adTbl)

K, BK / cTpUKTYpbI, CBULLK, POT (A3Bbl), NepnaHanbHble
nopakeHus

AK, K/ apTpur, ATA, aepmatut, CMHgpPoM Manbabcopbunn
B3K / oBEHWNbHbIVI peBMaTONHbIV apTPUT
3K, BK (c A3BaMu 1 CTPUKTypamu) / poT, Koxa (MMrmeHTaums),

HOrTU (ANCTpoduUA), aHemuA, MUKpouedanus

K / KoXa, MHeBMOHUM, Ncoac-abcLecchbl

BK, K / pecnupatopHble nHdeKLumn, CMHAPOM Manibabcopbumm,
y3nosartas sputema, ATA

3K/ cmHpapom manbabcopbLmm, HenepeHoCMMOCTb TIAKTO3bl,
poT (adTbl)

BK, 9K / pot (adTbi), MCX, AlA, nepuaHanbHble NopaxeHus
(A3Bbl, CBMLLM), SHTeponaTnA

BK / Koxa (abcLecchbl), apTpuT, XONaHruT, nepraHanbHble
nopaxeHus (cBmLn)

BK, 9K/ koxa (anbbvHM3Mm), HCTarm, nepraHasnbHble
nopaxeHus (cBuLLY, abCLeCchl), KULLEYHble KPOBOTEUYEHNA
1 nepdopauyuy, peunansupyiome nHdekLum

K/ koXa (aTonnyecknin gepmaTuT, 3k3ema), aptpuT, ATA, CA1,
renaTut, HedponaTns, SHHOKPUHONATMSA, GakTepranbHble/

rprbKoBble MHbeKLMN

BK / koxa (ponnukynuT, sk3ema, nuoaepmus), nepraHanbHble
nopakenusa (ceuwn), aptput, ATA

BK / pot (adTbl, A3BbI), KOXa (3K3ema), nepunaHanbHble
nopakeHus (CBULLM), KNLLEYHbIE CTPUKTYPbI
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BpoxaeHHble HelTponeHun
[Npyrve pedekTbl (ruKoreHos Tuna 1b)

NedekTbl monekyn agreavnn nenkountos CD11/CD18

AedeKTbl BpoOXKAEHHOro MMMYHUTETa
NedekTbl 38eHa IOH-y/WJ1-12 (MeHaeneBcKas
YyBCTBUTENBHOCTb K MUKOBGAKTEPUAM, BUPYCHBIM
NHOEKUMAM, MHBa3MBHbBIM MMKO3aM; SNvAepMoniasmns)
AyToBocnanutenbHble 3a6onesaHua
NedekTbl HGNamMmacombl (aedULUT MeBanoHaT-KNHa3bl,
runep-lgD-cuHgpom)

He cBA3aHHble ¢ Hdnammacomon fedekTbl (TRAPS)

Aed)eKTbl CNCTeMbl KOMMJIeMeHTa
ﬂ,ed)eKTbl KOMMNOHEHTOB CMCTEMbI KOMMIEMEHTA

ﬂed}eKTbl perynaumnm CNCTteMbl KOMNneMmeHTa

®enokonum MUAC, BbiI3BaHHbIE COMATNYECKMMU MyTaunaMn

CBA3aHHble C aHTUTENaMmn

CBA3aHHble C COMaTUYECKUMM MyTaymnamn

G6PC3, G6PT1
SLC37A4

ITGB2, SLC35CT

IL12RB1,IL12RB1, IFNGR1, IFNGR2,
STAT1, STAT2, IRF7, CYBB, IRF8, TYK2,
ISG15, RORC

MVK

TNFRST1A

CT1QA, C1Q8,C1QC, CIR

SERPINGT, CFB, CFP, CFD, CFH, CFl,
CFHR1-5, CHBD, CD21, ITGAM, CD46

lepmuHanbHble myTauum B AIRE-
ayToaHTuTenax K IL-17 u/vnwn I1L-22,

BK / koxa (ponnukynuTt, cocyanctble manbdopmaLmn),
POT (A3Bbl), CTPUKTYPbI, NepraHarnbHble 1 yporeHuTanbHble
nopaxeHus (adTbl, A3BbI)

3K, BK co cTpukTypamu / poT (A3Bbl, TMHTBUT, NEPUOAOHTWT),

KOXa (ANUTENbHO HE3AXKMBAIOLLME PaHbl, S3Bbl), CTEHO3bI/
CTPUKTYPbI KNLWIKN

[MHeBMOHMA, I/IH¢eKLlVIﬂ KOXU 1 MOAKOXKHOW KneTyaTKu,
ﬂMM(l)a,EleHMT, acnneHua, 6aKTEpV|eMVIH

AK, 3K / cTpuKTypbI, Nepdopaummn KleyHrKa, cnaeyHas
60ne3Hb, NONMaAPTPUT, KOXa (0TeKn), peLuanBupyoLasn
nuxopagka

AK, 9K/ poT (apTO3HBbI CTOMATUT), 6ONN B XKMBOTE,
AnaperiHbiin CMHAPOM

MeHWHIUT, NTHeBMOHMK

FnomenypOHe¢pV|Tb|, BaCKy/nnTbl, reMONNTNYeCKasa aHeMnsa

«B3pocnble» MAAC, peumnansupyioLme KoxHble MHGeKLmu,
AHTMOHEBPOTUYECKNI OTEK

ayToaHTuTena Kk UOH-y, IL-6, GM-TKCO,

C1-uHrubuTopy

TNFRSF6, NRAS, KRAS, NLRP3

CnneHomeranus, ﬂMM¢aAeHOHaTMH, ayTOMMMyHHaA
uutoneHuaA, aptTponaTtma

ATA - ayTOMMMyHHas reMonuTyeckas aHemms, BK — 6onesHb KpoHa, B3K - BocnanntenbHoe 3abonesaHue KuweyHuka, TlKCDO — rpaHynouutapHo-makpodaranbHblil KONOHUECTUMY-
pytowwmin daktop, U - nHtepneiikunH, UOH-y — nhteppepoH ramma, K — konut, poT — potoas nonoctb, OBUH - o6wjan BaprabenbHas UMMyHHas HegoctatouHocTb, MAAC — nepsryHoe
MMMyHoaedMLUTHOe cocTosHMe, MCX — NepBUYHBI CKepo3mpyoLLmii xonaHrt, CA1 — caxapHbii anabeT | Tuna, TKUH — Taxenblin KOMOUHMPOBaHHbI UMMyHOAeMLUT, IK — SHTepoKonuT,

AK — A3BEHHbIN KONUT

B nocnepnHume rofbl B paMKax neguarpuyecknx B3K
ObL/1a BBIfIe/IeHa OT/je/IbHAS TPYIIIIa 3a00/IeBaHNUIL, pas-
BUTIE KOTOPBIX 00YC/IOB/IEHO MTATOT€HHBIM BapuaH-
TOM B OfHOM KOHKpeTHOM reHe [18-20]. B ITapmkckoit
knaccudukanyy B3K [21] nmpepycmorpeno noppas-
Ze/leHe Ha [iBe BO3PACTHBIE TPYIIILI B 3aBUCHMOCTH
ot me6roTa 3a6onesannsa: Ala - 1o 10 ner n Alb - ot 10
mo 17 ner. TloagHee 6BIIO BBIABUHYTO HpPEJIOXKEHIE
BBIJIE/INTD IPYIIITY OO/IBHBIX C OYEHb PAHHVIM HAYaIOM
B3K - o 6 netr (OPH B3K), a Tak>xe 0co6yI0 «Mia-
IeH4YecKylo, uny nHpaHTUIbHY0» dopmy B3K -
y JleTeil IepBbIX 2 JIET XXU3HM I Ja>ke HEOHATA/IBHY IO
B3K - mo 28 pgueit xusHu [22, 23]. B xoHCceHCyCe
EBporerickoro o61iecTBa JeTCKUX TaCTPOIHTEPOTIO-
roB, rematonoros 1 HyTpuiyonoros (ESPGHAN) ot-
MedeHo, uto y feteit ¢ OPH B3K, ocobenno ¢ gebrorom
B BO3pacTe M/ajlle 2 jIeT, He0OXOAMMO MCK/TI0YaTh
TIAIC [24].

IOnsa nedenus manumentoB ¢ [IMJC momumo
CHMIITOMATUYeCKOIL, aHTNOAKTePUATIBHOI U IIPO-
TUBOTPMOKOBOJ Tepalluu UCIONb3YIOT 3aMeCTU-
TEIBHYI0 TePaINi0 UMMYHOITTOOYIMHAMY, TeUeHe
TeHHO-MHXXEHePHO-0J0/IOrM4eCKMMH IIpelapaTaMu
U TapreTHBIMM MMMYHOCYIIPECCUBHBIMMU CpeJiCTBa-
MM; KpOMe 3TOT0, BaXKHOJ T€PAIeBTNYECKOI OIIMeN
AB/IAETCA TPAHCITIAHTALMA T€MOIIO3TIYECKUX CTBO-
JIOBBIX KJIeTOK [25, 26]. IIpy HeKOTOpPbIX BapMaHTax
MM OC npoBefeHNe TPaHCIIIAHTALUU CTBOTOBBIX
reMOIIO3TNYECKMX K/IETOK II03BO/IAET YAYUYIINTD Ka-
YEeCTBO JKVM3HU U YBETMYUTD €€ MIPOJIO/IKUTETbHOCTD,
B OOJIBIIMHCTBE C/Ty4aeB HIPUBOAUT K ZOCTVKEHUIO
CTOIKON pemMuccum 3ab0IeBaHs 1 JJaXKe BBI3[OPOB-
nenuio [27]. OThenbHON BaXKHOI ONIIMEN TeYeH s
IMMMNAC c nepnaHaTbHBIMY HOPAXKEHUAMY BBICTYIIA-
10T Ma/IOVHBA3MBHbIE OII€PATMBHbIE BMEIIATENbCTBA,
TaKye Kak popMUpOBaHUe OTBOZALILEH KUIIEYHON
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CTOMBI ¥ IUTATyPHOE NPEHMPOBaHME CBUIIEN, UTO
obecrednBaet 6€30I1aCHOCTD IPOBOUMOIL TEPAIINIL,
CHIDKAS PUCK CEITUYIECKNUX OCTTOXKHeHumIt [28].

Huxe mpepicraBiens! ocHoBHbIe BapuaHTsl [IM]IC,
nMmutupyroomux B3K, ¢ kpaTkuM naroreHesom u cy-
IIeCTBEHHBIMY KJIMHUKO-Ta00PATOPHBIMY IPOSIB-
TEHUAMMA.

l[',E(I)eKTbI KJI€TOYHOIro n rymopasjibHoro
3B€Ha

Takemaa KOMOMHUPOBAaHHAasA MMMYHHas He-
nocratouyHoctb (TKVH; aurn. severe combined
immunodeficiency, SCID) - X-cueneHHas UK
ayTOCOMHO-pelleCCUBHAs MATONOTMS C HaPYLIeHN-
eMm popmupoBaHus 3pensix T-muMdponnTos, mpo-
BOAAIIAA K TSAXKE/IBIM pelMAUBUPYIOINM MHDEK-
UM pas3nudHoit atuonoruu [29]. VsBectHs! 60mee
20 ¢popm TKIMH, HO o HacToAIIEro BpeMeHM He Bce
reHeTndeckue gedexts! Bepuduuuposansl. TKMH
PETUCTPUPYIOT C 9acTOTOM 1 Ha 58 ThIC. HOBOPOXK/IEH-
HbIX (pasbpoc ot 1:46 000 go 1:80000), npeobnasaroT
manpuuku [30]. Knuunuecku TKMH npossnsercs
B IIepBble MeCALbI )KM3HY B BUJE MH(EKIVIOHHOTO I10-
pa’keHMsI BBIXAaTe/IbHOTO TPAKTa, KOXKI U CIM3UCTBIX
(daie rprMOKOBOIT ATUOIOTUI), & TAK)KE AMAPEITHOTO
CUHJIpOMA.

ATUNNYHASA TAXKeNasA KOMOMHUPOBAaHHASA VM-
MYHHasA HemocTaToyHOCTh (atummunbiil TKUH;
aHr1. “atypical” SCID) xapakTtepusyercs gedekra-
MU pasnnuHbIX TeHoB: IL2RG, LIG4, ADA, CD3G,
JAK3 u mp. [31]. BpoxxenHble HapyieHMst QyHKINU
T-mumdonyuToB PeHOTUNNIECKY MOT'YT IPOABIATHCSA
TaCTPOMHTECTMHATBHBIMY CUMIITOMAaMM, OOTBUINH-
crBo arnnnyHbix popMm TKVH nporekalot co crabo-
BBIPAa)KEHHOI KNMHNYECKOJ KapTUHOI.

Cungpom OmenHa (aHr1. Omenn syndrome)
HacJeflyeTcs ayTOCOMHO-PelLleCCUBHO, B OCHOBE JIe-
JKaT BapMaHTHI TeHOB, Kogupyoomux RAG1 n RAG2
[32]. [TaTtoreHes 3aboneBaHmUsI CPABHUBAKT C pe-
aKIMell «TpPaHCIJIAHTAaT IPOTUB XO3sAMHa», KOTI-
Ia MaTepUHCKMe MMMQOLNUTHI BBICTYIIAIOT B POIN
TpaHcmanrara. Knuuuvyeckn cnagpom OMeHHa
MPOSIBIISIETCSI 9pUTpOsiepMueit, nuMbaeHonaTmeit,
rernaTocIeHoMeranmeil ¥ AuapeiiHbIM CUHIPOMOM.
Mop¢onorngecky MOXXHO BBIABUTD MHPUIbTPALIVIO
T-mumdornmraMy Kak CIM3UCTON KUIIEYHNKA, TaK
M KJIETOK KOXI, CeJIe3eHKM U IedeHy. B aHanmsax
YaCTO CHIVDKEH YPOBEHb MMMYHOITIOOYINHOB A,
M u G, nosbleH yposenb IgE.

O6mrass BapuaGenbHast UMMYHHas HelO-
cratouHocTth (OBMH; anrn. common variable
immunodeficiency, CVID) - nan6osnee gacTolit Bapu-
auT [IMJC, xnuandecku npoAsnsgercsa k 20-30 ro-
[laM, Y KaXX/[Or0 ISITOr0 MaHU(DECTUPYET B JETCTBE
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[33]. PactipocTpanenHocts OBVIH cocraBisieT 0komno
1-5:10000 [34]. OT™Me4eHBI ITHUYECKIE PA3TNINS
B 4aCTOTe PaclpOCTPaHEHHOCTH, 0COOEHHO HU3KUIA
ypoBenb Habmogaercst B CeBepo-Bocrounoit Asun
[35, 36]. B ocHOBe maHHOTO 3a00/I€BaHU I€XKaT
MHOXXeCTBEHHBIe TeHeTHecKue fedekTs! (fedunnut
CTLA4, LRBA), 601bIIMHCTBO 13 KOTOPBIX JIO CUX
IIOP HEV3BECTHBI, UMMYHOJIOIMYECKY IPOSBIIAET-
cA BBIpa)XKeHHOI rurnoraMMarinooynnaemMuein [37,
38]. OBMH yaine fe60TUpyeT peuufuBUPyOIINMA
MHQPEKUUSAMIN IbIXaTe/IbHON CUCTEMBI, OJJHAKO I10-
paxenus JKKT (raxme kak XpoHUYecKas guapes,
6one3sup KpoHa unu ss3BeHHBIN KOMUT, [[€TUAKUS
U aflecHOKapI[MHOMA >KeNly/iKa) TaK>Ke MOTYT OBITh
nepsbiMu nposiBneHussmu OBVIH [39]. HekoTopsie
BapuaHTbhl OBVIH 1MeroT B 0CHOBe MOHOT€HHBIE fle-
¢dextor: OBVH 1-ro Tumna BbI3BaH MyTaLMsAMM TeHa
ICOS, OBMH 8-ro tuna - gedexrom rena LRBA (u3-
BECTHO, 4To maHHble Tulbl OBV H Bcerma numenoT
ractpoumHTectrHanbHble B3K-nogo6HbIe mposiBe-
Hus) [40].

KoM6uHnpoBaHHble nepBUYHbIe
UMMyHOAEPULINTHDBIE COCTOAHMS,
accouuMvpoBaHHble C CUHAPOMasIbHbIMU
NpoABJIEHNAMU

Cunpgpom Buckorra - Onpgpuya (anrn. Wiskott-
Aldrich syndrome, WAS) - xoMO6MHNPOBaHHBII
X-CIen/IeHHBIIT TePBUYHBII UMMYHOREDUIUT, KO-
TOPBIIl MOXeT conpoBoxaarbcs B3K-momobubiM
HeMH(EKIIMOHHBIM KOTUTOM B M/IaJleHIeCKOM BO3-
pacre [41]. XapakTepHO mOpa>keHue KOXI B BUE
aTOIMYECKOTO JIePMATUTa, HePEeJKO coYeTaolleecs
C peuVIMBUPYIOIINMY UHPEKIUAMN PasHOI JTOKa-
JN3anNy, KNIIEYHbIMY KPOBOTEUEHUSAMMN U TPOM-
6oLuTONEHMEN.

[Tpy Hamruuy cuugpoma du xopmxu (cMHApoM
menenyy 22-11 XpoMoCoMbl, cunzipoM Iu I'eopra; aHrt.
DiGeorge syndrome) pe6eHOK pO>KIaeTcs ¢ MHOXe-
CTBEHHBIMI aHOMANUsAMU PasBUTHUsA (pacienrnHa
TBepyoro HEOA, BPOXK/IEHHBIIT IIOPOK CEPALA, TUIIO-
rasusi/annasus tumyca) [42]. Jemerus XpoMOCOMBI
22q11.2 Bei3biBaeT MyTanuio reda TBX1 (ren dakropa
TPAHCKPUIILNMN, YIACTBYIOLErO B pa3BuTuy Qapn-
reasIbHbIX 1yT) M GEeHOTUIINYIECKY IIPOABIIACTCA MaK-
CUMAaJIbHO Bapyabe/lbHBIM KOTIMYeCTBOM CYMIITOMOB
(Bxmrouast B3K-1mofjo6HbI€), IPUBOAUT K PA3BUTUIO
ayTOMMMYHHBIX 3a00/IeBaHMII (I0BEHU/IBHBI peBMa-
TOUTHBIN apTPUT, AayTOUMMYHHBIiI YBEUT U T€MOIN-
TUYeCKasi aHeMUS).

Cunpgpom Xoiiepaana — XpeitgaccoHa (aHTIL.
Hoyeraal-Hreidarsson syndrome) — X-cIenieHHBbII
pelLlecCCHBHO HAaceflyeMblIil TUI MEePBUYHOTO MUM-
myHogedbunuta ¢ myrauuamu RTELI nnu DKCI,
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IPOSB/LAIOLINIICS TSDKETBIMI SHTepoKomuTamu [43].
Kpome nmopaxenusa JKKT Bo3amoxxHO Hamudue Taxe-
71071 GOPMBI AVCKEPATO3a, IPOSBIIAIOIIEIICS C PAHHETO
BO3pacTa CeTYaTOl NUTMeHTAL /el KOXKI U JUCIIIA-
31ell HOITEBBIX TIACTUHOK.

Cunppom NEMO (anrn. NEMO deficiency
syndrome) - X-clielleHHOe UMMYHOAeULIUTHOE
cocTosiHMe, 06ycmoBneHHOe MyTanueit reHa IKBKG
(nuruburop Kammna B KkHA3BI raMMa), KOJUPYIOLIe-
ro 6emok NEMO [44]. Knnaudecku npossisieTcs
Ha IIePBOM FOJLy XKM3HY (9K3eMOIIOOOHbIE I3MEHEHNST
KOXXHBIX IOKPOBOB, KOHIYeCKIIe 3yObI, TOHKVE BOJIO-
CbI), XapaKTePU3yeTCs MOBBILIIEHHOI CKIIOHHOCTBIO
K 6aKTepuaabHBIM MHPeKIVAM (BKI0Yasa TybepKy-
7es) [22]. VIMMyHHbIe HapyLIeHUS BKIIOYAIOT leheKThI
B-K/IeTOK B cOYeTaHMY € TUIIOraMMariIo0yInHeMyel,
HapyLIeHeM IPOAYKIMY CIIelprIecKIX aHTUTeI
(B 0cOOEHHOCTH K MONMMCAaXapUHBIM aHTUTEHAM)
¥ PasBUTIEM ayTOBOCHA/ICHN S B KUILIEYHIIKE.

MpenmywiectBeHHO fedeKTbl ryMopasibHOro
3BeHa UMMyHUTeTa

HacnepncrBeHHble araMMarno0yIMHeMUN IIpej-
CTaBJIEHBI NIPEUMYIIeCTBEHHO 60e3HbI0 BpyToHa
(X-cremenHas araMmarno6ymHemus; anr. X-linked
agammaglobulinemia, XLA), B 10% cny4aeB peru-
CTPUPYETCsl araMMarao6y1MHeMusi, He CLelIeH-
Has ¢ mojoM [45]. Hactora Bapsupyer ot 1:100000
mo 1:200000. bonesus bpyrona obycnosnena Myra-
nueit reHa Btk B X-xpomocome (Xq21.3) ¢ HapyIiueHnu-
eM CUHTe3a Tupo3uHKnHasel Btk. Benepcreme atoro
medexTa OTCyTCTBYeT co3peBaHMe B-mumdounTos
B KOCTHOM MO3T€ I, COOTBETCTBEHHO, B Tlepudepuye-
CKOJI KpoBM) U TMMOMIHBIX OpraHax, YTO HapylIa-
eT aHTUTENTONPOAYKLNIO UMMYHOITTOOYINHOB [46].
X-cuenieHHas araMMarIo0yInHeMIsI MOXKET IIPOsIB-
TATbCSA Ay TOMMMYHHBIMMY 3a00/IeBaHVAMY (KPOHOIIO-
IOOGHBII KOTINT, I0BEHN/ILHbIN PEBMATOM/HbII apPTPUT,
caxapHblii iuabet 1-ro TUIA), a TAK>Ke ITOBBIIIEHHBIM
PMCKOM KOJIOPEKTAIbHOTO paKa.

CenexrusHblit gepunnt IgA (anr. selective IgA
deficiency) Hanbornee WMPOKO BCTpedaeTcst B HOMY-
JIALNM, He CBA3aH C IOJIOM, B OOJIBIIMHCTBE CIyda-
eB mpoTekaet beccuMnToMHO [47]. ITaTorenes aToit
dopmer [TM]IC mo KOHIa He BBISICHEH, B HACTOSAIIEe
BpeMs CIMTAETCS, YTO K Pa3BUTHUIO AeheKTa IIPUBO-
IUT HapyLIeHNe cO3peBaHMA IgA-npopynupyomnx
AUMQOLMUTOB UM MepeKIodeHs TUM(OLUTOB
Ha cuHTe3 Ig A. B HEKOTOPBIX My6MMKALNAX OTMe-
YEeHO, YTO Yy MALVIEHTOB C CeJICKTMBHBIM HepuIn-
toM IgA mannbiit Bapuant IIMJIC B TeyeHMe >xus3-
HI MOXXeT TpaHchopmupoBarbea B OBMH, kpome
TOTO, B OJJHOJI CeMbe MOTYT ObITh POJACTBEHHUKN
u ¢ OBUH, u ¢ cenextuBHbIM fedunurom IgA [46,

48]. CenextuBHbIit fepuuut IgA gacto npossseTcs
Bap1abeIbHON raCTPOMHTECTIHAILHOI CYMIITOMA-
TUKOJI (TaCTPOIHTEPUT, CUHAPOM Manbabcopouuy,
HEIMePeHOCHMOCTD JIAKTO3bl, CUHAPOM M30BITOTHO-
ro 6aKTepuaabHOTO POCTa, aQTO3HBIN CTOMATHT).
Hapyurenuele 6apbepHble GYyHKIINN KUIIEIHOTO
anuTeNNA 00yCIOBIMBAIOT BOSHUKHOBEHNE Pely-
AMBUPYIOMNX KALUIEIHBIX MHQEKIINIL, BISBAHHBIX
npocreimumu (IAMOIM03 1 fip.).

T'unepummyHorno6ynuHemus M (rumep-IgM-
cuHapom; aHria. hyper-IgM immunodeficiency)
B GONBIIMHCTBE CIydYaeB IIpefCTaBlAeT cobOIl
X-cuernenHoe 3aboneBaHne u 06yCclIOBIeHa MyTa-
LUAMY reHa X-XpOMOCOMBI, KOJMPYIOLIEro OenKy —
nuranpsl CD154 u CD40 [49]. CumntoMbl 06bIY-
HO pa3BMBAIOTCA B MJIafieHYeCTBe 1100 B paHHEM
[IeTCKOM BO3pacTe, BKIIOYAIOT PelUAUBUPYIOLUe
6aKkTepranbHble ¥ ONIOPTYHUCTUYECKNE NHPEK-
uun. Kpome toro, nanueHTsl ¢ runep-IgM cKIOHHBI
K XKe/TyJOYHO-KIIIIeYHbIM IOPaXKeHIAM, ay TOUMMYH-
HBIM HapyLIeHUAM, TeMaTOTOIMYeCKUM J TUMQOIPO-
nudepaTUBHBIM 3a00/I€BaHNAM, 3/I0Ka4eCTBEHHBIM
HOBOOOpa3oBaHMAM. [Ipu ayTOCOMHO-periecCUBHOM
runep-IgM-cunanpome ¢ myranuest rena CD40LG mpo-
SIBJICHVS1 CXOHBI € X-CILIeIIeHHOIT pOpMOIL U CBA3aHbI
¢ fedpexramu B-nnmeountos.

MepBuYHbIE UMMYHOAEPULMUTHDIE
COCTOAHMA C UMMYHHOI Ancperynauneit

X-cBasaHHbII TuMdonponudepaTuBHBIN CUH-
ppom (X-cuemnneHHBIT nuMdonponudeparus-
HbII cuHpgpoM; aHr. X-linked lymphoproliferative
syndrome, XLP) — mepBuuHOe UMMYHOZeDUIIUTHOE
coCTOsIHNME ¢ MyTanuaMu B reHax SH2DIA, XIAP
u MAGTI, npu KOTOpOM BO3HMKAET aTUIIMYHAA pe-
aKIIVA Ha BUPYCHYIO nHpekuyio dnmreliHa — bapp
[50]. B HacTosmee BpeMs 6ojee pacnpoCcTpaHeH-
HbIMU (1-3 Ha 1 MJIH HOBOPOXX/IEHHBIX MaTb4lKOB)
U M3Y4eHHBIMU ABNA0TCA NepBblil (XLP1) u BTOpOIt
(XLP2) tunsr [51]. Ten XIAP (anrn. X-linked inhibitor
of apoptosis protein), wnu BIRC4, oTBedaeT 3a orpa-
HUYeHMe NHQEeKI[MOHHOTO Ipoljecca. B oTcyTcTBme
6enka XIAP MoXXeT yCUIMBATbCA AlONTO3 PEry-
naropubix T-mumdonutos - NKT-knetox u CD4+
Treg, clep>XMBaIOIUX BbIPAXKEHHbIN MMMYHHBIII
MATOTeH-VH/IYIIMPOBAHHBIN OTBET. Y KaXXfIOTo Iif-
TOro maruenTa ¢ fedexramu rena XIAP ¢popmupy-
I0TCS CBUIIEBbIe IIepMaHaNbHble TOpaXkeHUA [52].
TeueHMe JaHHOTO KPOHOMOZOOHOTO 3a60/IeBaAHMS
OYeHb TsKeJIoe, B O0/IBIIMHCTBE CIy4aeB ¢ pedpak-
TEePHOCTHIO K KOHCEPBATMBHOMY JIEYEHUIO, BKIIIO-
4Yas FeHHO-MH)XXEHEPHYI0 OMONIOTMYeCKYI0 Tepa-
M0, C IOBBIIIEHHBIM PMCKOM JIETaJIbHOTO MCXOTA.
IIpu XLP 2-ro tuna B 19-20% cny4daeB pasBuBaeTCA
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remopparudecknit B3K-mogo6Hblit KOMUT, rUCTONIO-
rudecky HamoMmuHaoomuin IK [53].

Cungpom lepmancku - Ilymmaka (aHrm.
Hermansky-Pudlak syndrome, HPS) o6ycnosnen
MyTtanuamu B renax HPSI, HPS3, HPS4 u np., xo-
AMPYIOLUMYU TPaHCMeMOpPaHHBI 60K OpraHe/I.
Pasnmuyator 10 mopTunos cuHApomMa lepMaHcky —
ITynnaka, Hanbonee BhIPa)KeHHBIMIU KIMHIYECKUMMU
npusHakamu conpoBoxpaercsa HPS 1-ro tuna n mpu-
O/MVDKAIOIIUIICS K HeMY 10 TSDKeCTM IPOsIBICHUIT CUH-
npom HPS 4-ro tumna. C paHHero Bo3pacTa BbIABIAIOT
anbOMHNU3M, KOTOPBIJ MOXXET COYETaThCs C reMoppa-
TMYEeCKMM AMATe30M VM MUT'MEHTMPOBAHHBIMY PeTU-
KYJIO9H[JOTe/IMaIbHBIMU KIeTKamu [54]. IIBet Bonoc
BapbMpPYyeT OT 6€/I0T0 0 PHIKEBATOTO, LIBET PA Y KKI
I7Ia3 — OT CBET/IO-CEPOrO [0 3eJIEHOBATOIr0; a/IbOVHI3M
COIIPOBOX/JaeTCA BEIPa’KeHHBIM HUCTATMOM, Hapyllle-
HIEM OCTPOTBI 3peHMA U CBeTOOO0A3HbI0. B TeyeHne
XKVMSHM ITPOMCXORUT popMupoBanue ¢pubpo30B B pas-
HBIX OpraHax (B IepBYIO OUYepelb B JIETKNX), OTMedaeT-
s HapylIeHVe arperaluy TPOMOOINTOB, Pa3BUBACTC
B3K-110106HbIIT KONT, ITOYeYHasA HEJOCTATOYHOCTD
U KapAMOMMONATH .

AyTtonMMyHHadA 3HTeponatusA I Tuma, mnan
IPEX-cuHgpom (aHrn. immune dysregulation,
polyendocrinopathy, enteropathy, X-linked syndrome,
IPEX syndrome), o6ycnoBiena MyTanueil resa
FOXP3, 4T0 MpUBOAUT K HapyueHno GyHKIun
T-perynsatopHbIx K1eToK [55]. 3aboneBanue nebo-
TUPYeT B IepBbIe [iBa IOfla XM3HY MOPaKEHUAMU
TOHKOJI ¥ TOJICTOJ KMIIK!, HAIOM/HAIOLIMMU PeaK-
IMIO «TPAHCIJIAHTAT HPOTUB X03AMHa». KimHmdeckn
[PEX-cuHppoM mposBiseTcs nonudexanmeit, rema-
TOXe3Mell, HepefjKo HabIoaeTcs 9K3eMa, CaXapHblil
nuaber 1-ro TiIa, BO3MOYXHA HEJOCTATOYHOCTD KOPBI
HaJI0YeYHNKOB, ayTOMMMYHHOE IIOpaykeHne Miu-
TOBM/JHOI M TTapalMTOBUIHBIX XKeJle3; B aHa/MM3ax
BBIABJIAIOT IUIIOIIPOTENHEMIIO, IOBBIIIEHNE YPOBHA
(bekaIpHOTO Ka/IbIIPOTEKTHHA 1 YpoBH: IgE.

AytroummynHas suTeponarus II tunma (IPEX-
MOZO0OHBII CHHPOM) He 3aBMCUT OT II0/1a U pas-
BUBAETCA NIPU HapylIeHUM CUTHanbHON ocu IL-2
u STAT1. ®enorunnyecknu IPEX-mogo6HbI cUH-
IOpoM BbIpakeH MeHblie, yueM IPEX-cungpom, mpe-
obragaer UMMYHOA/IEPrUYecKas CUMITOMATHKA
B BUJIE TAXKEOJ NUILLEBON alaepTuM C 5K3eMON
U BVapefHbIM CUHAPOMOM (TMCTOIOTMYeCKMN IIPO-
ABsAeTCA aTpodueil BOPCUH M BOCHATUTEIbHON UH-
dbunpTpanmeit cMM3UCTON 000T0YKN KUIIETHUKA),
BO3MOJXKHO Pa3BUTHUE ayTOMMMYHHBIX 3a00/IeBaHMII
ApYTOil TOKaIN3aI NN,

Hedext IL-10 unu ero peuenropa (auri. IL-10,
IL-10 receptor) obycnonen gedexramu renos ILIORA
vy ILI0ORB, KTMHUYECKN TPOABNAETCA C IMEPBBIX
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MeCsIeB )KM3HU U B OONMBIINHCTBE CTy4aeB CIYXUT
npu4rHOi MoHOreHHbIX ¢popMm B3K [56, 57]. HedekTot
IL-10 u ero penentopa GOpMUPYIOT IPOBOCIIATIN-
TeJIbHBIN MMMYHHBII OTBET C IMIIepAKTUBALMEN
MMMYHHOJ CUCTEMBI I pa3BUTIEM HEKOHTPOIUPY-
€MOTO0 MOPaKeHMsI CIM3UCTOI 060/I0UKM KUIIIEUHN-
ka. ¥ uerBepTu nanuentos ¢ OPH B3K BoiaBnsercs
reHetnyecknit gedekr IL-10, 3ab6oneBanne feboTn-
pyeT B IepBble 3 MecsAla XU3HU, XapaKTepu3yeTcs
KOJIUTOM C TIepMaHaJIbHBIMU IOPAYKeHUAMM BO BCeX
cly4asx. Y MallMeHTOB C MyTauueit penenropa IL-10
(IL-10R) 60ne3Hb MaHMUpeCTUPYET IO3Ke — B BO3pACTe
6-12 MecsLeB, Yallle UMEITCs BHEKMIIEYHbIE IOPAKe-
HUA CYCTABOB Y KOXXM (IIPM 9TOM YacTO OTCYTCTBYIOT
HepraHaIbHble IPOSIBICHN ), XapPAKTEPHO Ha/IUYMe
TSKENIOTO KOMNTA.

KonunyectBeHHble N KaueCTBEHHble
pedekTtbl parountos

XpoHmyecKkas rpaHy/IeMaTo3HasA 60Ie3sHb (aHITI.
chronic granulomatous disease, CGD) npencrapns-
eT c060il IepBUIHBII UMMYHOAePUIUT C Jedek-
TOM HUKOTMHaMUJafeHNHANHYKIeoTuRdpOoChar-
okcupasol (HAI®-okcureHassr), Ipu 9TOM u3-3a
medunura HAJIO napymaercs Bolpab0OTKa aKTUB-
HBIX (OPM KUCTOPOJa, YTO MPUBOJUT K CPBIBY (ha-
FOLMTO3a MUKPOOPTaHN3MOB (ParOLUTUPYIOMIIMU
KJIeTKaMy. MHOXXeCTBeHHbIe I'PaHy/IeMaTO3HbIE 110-
pa’KeHIsI BOSHUKAIOT B JIETKMX, IeYeHN, TuM(pOys-
J1aX, XKeTyOYHO-KVIIIEYHOM Vi MOY€EIIOJIOBOM TPAKTAX,
BBI3BIBASI PeLlMIUBHPYIOLIIe OaKTepyanbHble 1 IPr6-
KOBBI€E IIOPAKEHNS CO CKIOHHOCTBIO K 00CTPYKIIN
U TIIeHeTpal iy KUIIEYHMKa, Y 40% IaneHToB ¢ Xpo-
HIYECKOJ TPAaHy/IeMaTO3HOI 60/Ie3HBI0 PA3BUBAETCS
KpoHomono6Hoe 3aboneBanue [58, 59].

I'mukxorenos Ib Tuma (anrn. glycogen storage
disease type Ib) uMeeT ayTOCOMHO-peljeCCUBHBII
TUII HAC/IeAOBAHNS, BHISBIBACTCS HEPUIIUTOM [TTIOKO-
30-6-¢ocdaTaspl, YTO IPUBOANUT K M30BITOYHOMY Ha-
KOIUICHNIO T/IMKOTeHa B C/IM3ICTON 000/I0UKe KIIIIed-
HIIKQ, 2 TAK)KE B IIedeHn 1 movkax [60]. Knuunveckn
rIMKoreHos Ib mposBisercs KpOHOIOJOOHBIM KO-
JIMTOM C JUApeiHBIM CUHIPOMOM, (pebpunureTom,
HepuaHaabHBIMU HOPaXXEHMAMY M CTOMAaTUTOM [61].

Oedunur agresun neiikouuros I Tuna (aHr.
leukocyte adhesion deficiency, type I; LAD) - ummy-
HOZepuINT, 00yCIIOBIeHHbIIT MyTauyeil B rete ITGB2,
IIPY KOTOPOIT HaPYIIAeTCsI TPAHCIH/0TE/AIbHAS MI-
rparus Helitpo¢uios. KinHndeckas cuMnToMaruka
IPOSIB/ISIETCST PELVAUBUPYIOMNMY OaKTepuaIbHbI-
MM MHPEKIUAMY, B aHA/IN3aX OTMeYaeTCs BBICOKUI
JIEMIKOLIUTO3 ¢ HEUTPOIIe30M, Y HEKOTOPBIX IaIly-
eHTOB BosHUKaT B3K-mogo6uble nopaskenus [62].
IMopaskeHust CIUBUCTON 0OOTOUKU POTOBOIL TONOCTH
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(cTOMaTUT, TMHTUBUT, TAPOJOHTUT) U IaPaPEKTaIIb-
HOIT o6/macTy (MIIMOpeKTanbHble abCIIecchl) MOTYT
BO3HMKATb [P lepUI[Te MOJIEKYT AAT€3UN JIEIKO-
uutoB CD11/CD18 [63].

AyTOBOCI'IaH nTenbHble 3aboneBaHusA

AyToBOCTanuTenbHbIe CUHIPOMBI BbIfIEJIEHBI B OT-
Ie/MbHYIO TPYINY MMMYHOMe(UIUTHBIX COCTOSHMIL
U XapaKTepU3yITCs MHOTOOOpasHbIMU KIMHUYe-
CKMMM TIPOABIEHUAMNI B BUJIe CUCTEMHOT0 BOCHA-
JIEHU S, CUMIITOMATKOI, II0Z0OHOII peBMaTU4eCKOlL,
OTCYTCTBMEM MHQEKIMOHHBIX M ayTOMMMYHHBIX
npuunH [64].

[TpuMepoM ayTOBOCHAINTENbHBIX CMHPOMOB
BBICTyIaeT KeUIMT MeBaTOHAT-KMHA3BI (AHTL
mevalonate kinase deficiency, MKD) n ogna us ee
¢dopm rumep-IgD-cungpom (aura. hyper-IgD
syndrome, HIDS), ayTocoMHO-pelneccuBHOe 3a00-
7leBaHIe, BbI3SBaHHOE MyTauusamu B rene MVK [65].
CHH[pOM HepHOAMYeCKOil TUXOpafKM ¢ feduuu-
TOM MeBa/IOHAT-KMHAa3bl IPOABIAETCA C pAHHETO
BO3pacTa KAMHUYECKON CMMITOMAaTUKON B BUJE
PeLMAVBYPYIOLMNX IPUCTYIIOB aOOMMHAIBHBIX
6orteit ¢ TMXOPAZKOIL, SMM304aMU PBOTHI, AUapeli-
HBIM CMHJPOMOM; TeUeHle IPeNMYIIecCTBeHHO He-
OC/IOKHEHHOE [66].

Cunpapom, accOnMMpoOBaHHBIN ¢ MyTanuei
TNFRSIA - rena peunenrtopa I Tuna paxropa ue-
Kpo3a omyxonu (aHII. tumor necrosis factor receptor-
associated periodic syndrome, TRAPS), nposBnsercs
HneprognIecKuMn snnsopamu pebpunnurera, 6omes-
HEHHBIMI BLICHITIAHMAMY Ha KOJKe, IOpaKeHeM I71as,
MHTEHCUBHBIMMI aboMuHanbHbIMU 6orsamu (y 70%
MallIeHTOB), TaK>Ke MOTYT YepefloBaTbCs Juapes
U 3aTI0PBI, Y psAfia 60IbHBIX BOSHUKAET XKelTyLOuHO-
KMIIIeYHOe KpoBoTedeHue [67]. [emaTocienomeranus
pasBuBaercs Bo BpeMs oboctpenus TRAPS, a raxxe
npu pasputyy ammnonposa JKKT.

OnddepeHunanbHaa guarHocTuKa

CoeBpeMmeHHas guarHoctuka [INJC, necmorps
Ha BHeJI[peHle B IIMPOKYI0 MPAaKTUKY reHeTU4eCKMUX
METOJIOB MCCEeIOBAHNA, YAAETCA TUIIb y % Malnu-
enTtoB [9]. [lo HalleMy MHEHMIO, JOITUII Ty Th K IIpa-
BUJIbHOMY JMarHO3y M, COOTBETCTBEHHO, 3aJjePiKKa
UHUIMALUY TapTeTHON Tepanuy, OCHOBAaHbI HA He-
CKONMBKMX (PAKTOpaX: yBEeIMUEHUN PACIPOCTPAHEH-
HocTu u 3aboneBaemocty Kak B3K, taxk u IIN]JIC;
HIOSIBIEHMN TIEPBBIX CUMIITOMOB 1 febroTa 3abore-
BaHMs B pa3HOM BO3pacTe; BApnabenbHOCTU KIVHU-
4eCKOIt KapTuHbI U Hanuduu nerkux dopm IIMAC;
OTCYTCTBUM HaCTOPOKEHHOCTU NeUMaTPOB U Jpy-
TUX CIIELMANUCTOB (3HJOKPUHONIOTOB, FaCTPOIHTe-
POJIOTOB, IePMATOJIOTOB U Jip.), KOTOPbIE JINTENbHOE

BpeMsA MOTYT HasHa4yaTb MOCUHJPOMHYIO TN CUM-
IITOMaTUYeCKYyI0 TepaIuio.

Hanbonee paHHMM 3TalloM AMAarHOCTUKY, a TaK-
JKe Mepoli IpoduIakTuky poxpaenns petei ¢ IINMIC
IOJKHO OBITH IIPeHaTaIbHOE FeHeTMYeCKOe KOHCYIb-
THpPOBaHNe B CeMbX, IJie paHee BbIAB/ICHbI My TallVN
B resax [68].

CrepyouuM LIeHHBIM IIAaTOM K CBOEBPEMEHHO
nuarnoctuke [TMIC, Ha Ha1 B3I/, SIBJISETCS TINA-
TeJIbHBII cOOp aHaMHe3a Ipy 0OpalleHny K TI00bIM
crenuanucraM (He TONBKO K IeAMaTpaM), YIUThIBa,
4TO KJIMHWYECKas CUMIITOMATIKa MOXXET ObITh Bapy-
abenbHa U BO3HUKATD B Pa3HOM Bo3pacte. B HacTo-
sljee BpeMs MeXAYHapOLHble 00lecTBa [0 U3y4e-
HUI0 UMMYHOAe(PUINTOB Ipe/IaraioT MCI0Ib30BaTh
kputepunu BeposaTHocTu pasputus IMJC, xorga
IpY HATMYUU XOTs 6bI OFHOTO (PAKTOpPa pMCKa Ma-
[[MEHT O/DKEH OBITh KOHCYIBTUPOBAH NMMYHOJIO-
rom u ob6cnenosad [10]. JJocTaTOYHO M3BECTHBI TaK
HasbIBaeMble JecAThb npusHakoB IIV]JIC, nmeromue
B CBOEJT OCHOBE KPUTEPUN MHPEKIIVIOHHBIX IIPOSIB-
neHuit: 1) > 4 OTUTOB B TOf; 2) > 2 CUHYCUTOB B TOf;
3) > 2 THeBMOHUII €XKeTOLHO; 4) pel MBI pYIOL e
abciecchl KOKM U IPYTUX OPraHoOB; 5) HeoO6Xomu-
MOCTb B aHTUOaKTepUaIbHON Tepalny, BKIH0Yasd
BHYTPUBEHHBIE POPMBI, KyPpCOM [0 2 MecCsAIieB,
C MUHMMAJIBHBIM 3¢ PeKTOM; 6) pelANBUpYIOL e
rpu6xoBbie nHMeKuNY; 7) 607ee 2 TXKeNbIX NHDEK-
LU B TOf (cencuc, NHeBMOHMS, MEHVHTUT U JP.);
8) onmopryHucrudeckue nudpexnun; 9) CHIKeHUE
Maccel Tena Ha oHe guapeiiHoro cuHapoma; 10) ce-
MeIHBIIl aHAMHe3 MJIafleHYecK1X cMepTeit Ha GoHe
MHQEKIMOHHBIX 3a00/IeBaHMIL, @ TAK)Ke JUATHOCTH-
posaunubix IIN]JIC [69].

B To >xe BpeMs He0OXOZMMO OTMETUTb HEOHU-
HaKOBYIO YyBCTBUTEIbHOCTD BBILICIIPUBELEHHBIX
KpUTepHeB B pa3HOM Bo3pacTe. B HegaBHell my6/u-
kanyn J.A. Bjelac u coaBT. mpemcTaBuIM peTpoCIex-
TUBHBIV aHAJIN3 C OLEHKON MpefyIpeXaarninx
NIpU3HAKOB y fieTell n B3pocneix ¢ IIMIC u no-
Kasanu, 4To MeHee 4eM y 45% B3pocnbix ¢ ITM]IC
6bI/10 BBIABIEHO > 2 MPU3HAKOB, B TO BpeMs KakK
puarHoctuyeckas 3¢pPpekTUBHOCTD Obla Tydlle
B Ile[MaTPUYECKOIl MOMYIALNA, THe 0OHAPYKEHO,
YTO NpefyIIpexialouye IIPU3HAKY YYBCTBUTEIbHBI
Ha 64% [70].

[Tpn npoBenenun guddepeHnanbHOIM JUATHO-
cruxu B3K u [TM]IC Ba)KHO TaKKe OLIEHUTD ClIefyIo-
mue pakropsr: Hamuuue cnydaes OPH B3K B cembe
(popurenu nu6o 6onee IBYX KPOBHBIX POJCTBEH-
H1KOB), fe60T B3K B BospacTe MeHee 2 neT; ped-
pakrepHas K Tepannn popma B3K, ocobenno c me-
pUaHaTbHBIMM IIPOABIEHUAMHU; HOPAXKEHN KOXKU
(BpoXXJIeHHas 9K3eMa) I ee IIPUIATKOB (BucTpodua
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HOT'Telt 11 3a607IeBaHMS BOIOC), ATbOMHNU3M, a TAKKe
HETUIMYHBIE TA60PATOPHBIE I3MEHEHVISI — CHVDKEHIIE
YyPOBHS HeNTPOUIOB, TPOMOOLMTOB 1 UMMYHOITIO-
Oy/IMHOB B OTCYTCTBUE JIeYeHNsI UMMYHOCYIIPECCHB-
HBIMM Hpenaparamu [71].

IMepsuuHas nmaboparopHas guaruocruka IIMJIC
BKJIIOYAeT OI[€HKY K/IMHMYEeCKOTO aHaan3a KpOBI
¢ neftKonUTapHOI GOPMYIION, OIpeneneHe ypOBHs
MMMyHOUIo6ym/[HOB A, Gu M, oLleHKY YpOBHA IIO-
CTBAaKLMHA/IbHBIX aHTUTeA. CTOUT MOMHUTD O TOM,
YTO PyTUHHbIE Ta6OPATOPHBIE METOABI MOTYT IOMOYb
BBIABUTD HeKoTopble popmbl ITVIC. Tak, Hanpumep,
crorikas mumdonenus (MeHee 1,5 x 10°/11) ykasbiBa-
eT Ha IopakKeHle KJIeTOYHOTO 3B€Ha UMMYHUTEeTa
(TKMH, arunnuneiit TKMH), s03nH0dunns moxer
Habmopatbes npu [IMJC ¢ MMYHHOI BUCperyns-
uueit (IPEX-cuagpom), TpOMOOLUTOIIEHUS — TIPU
koMOuHupoBaHHbIX [TM]JIC, acconnnpoBaHHBIX
C CMHIPOMaNbHBIMU MPOSIBIEHUAMY (CUHAPOM
Buckorra - Onppuya), ayTOMMMYHHAS TeMOIUTU-
yecKas aHeMMs MOXKeT COIYTCTBOBATDb Pas3IMIHbIM
Bapnantam [IMJC (IPEX-mogo6HBII CUHAPOM,
Bxtrouast gedurur LRBA n CTLA4, XIAP, OBIH,
cunppoM Buckorra — Ongpuya). [Ipn ananuse pe-
3y/IbTaTOB 6a30BbIX UMMYHOIOTMYECKIX UCCIeNI0Ba-
HIIT Ba)KHO 06paliaTh BHUMaHMe KaK Ha CHIYDKeHIe
ypoBHst ummyHornobynuuos A, G, M (OB/H, TKIH,
mpedunur LRBA u CTLA4, NEMO), Tak 1 Ha IIOBBI-
IIeHNe YPOBHA MUMMYHOIo6ymMHOB M (runep-IgM,
NEMO, akrusupyromas myranyus PI3KD), nmmy-
HornoOynmuuoB D (meduuur MeBaroHAT-KIHA3DI)
n ummyHorno6ymuos E (IPEX, cunpgpom Buckorra -
Onppuya, cuagpom OMeHHa).

[laHHas epBUYHAs TabOpaTOpPHAs ITAHETb MOXKET
IIOMOYb 3aII0fJ03PUTD WU BBIABUTD PACHPOCTPAHEH-
Hele ¢popmbl ITVM]JIC u/nnu Ha3HAYUTH CKPUHMHTO-
BYI0O UMMYHOI'PaMMYy, HO C/IeflyeT MMETb B BULY, YTO
OTCYTCTBUE MI3MEHEHMIT IIPY CKPYHIHTE IIOIHOCTBIO
He uckarovaer Hanuuue [TMIC [10].

HanpHeiimas pacmupeHHas nabopaTopHas
AVAaTHOCTUKA VICIIONb3yeTcs And fudepeHnupo-
BaHus HekoTopbix popm IIMIC. Ha Ham B3r/147,
Hanboee yRoOeH [Ist MPaKTUIeCKUX Bpadell mpes-
noxenusiit D. Tegtmeyer u coaBT. anroputm gud-
¢depennnanpron guarnoctuky IIMJIC y manyeHTos
¢ B3K [8]. B atom anroputMe K crennuduyeckum
TeCTaM OTHECEHBI OLIeHKa 9KCIPeCCUM aKTUBaIM-
OHHBIX MapKepoB, OIpefe/ieHNe CYyOmonynAnuii

JlononHuTenbHasa nHopmauus

®uHaHcMpoBaHne

WccnepoBaHme npoBeAeHo 6e3 npuerie4yeHnA JOMNONTHNTEJNIbHOro ¢I/IHaHCI/I-
POBaAHMA CO CTOPOHbI TPETbUX JTNLL.
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T- u B-nuMdo1uToB, oeHKa CII0COOHOCTY HENTPO-
(WIOB K IPOAYKIMY aKTUBHBIX paJiKaIoB KICIOPO-
Ia, oIIpefieieHNe KOIM4YecTBa KOIbIEBbIX CTPYKTYP
TREC (anrm. T-cell receptor excision circles) m KREC
(anrn. kappadeleting recombination excision circles).
Baxxubim atanom puarHoctuku [IMIIC cuuraercs
omnpepeneHye GyHKIMOHATBHOI aKTUBHOCTY O€/IKOB
(WAS, SAP, XIAP, FOXP3, BTK u ap.) 1 OKUCTHTETTH-
HOJ CIOCOOHOCTM HENTPODUIOB (XeMIUTIOMITHECIIEH-
1usi HeTpouIoB, 6YPCT-TeCT, CHIOHTAHHBII TeCT
C HUTPOCUHUM TeTPa3oJiueM).

OxonuatenbHas guarHoctuka [IMIC nposoaut-
CA IIyTeM MOJIEKY/IAPHO-TeHeTMYeCKMX UCCIeoBa-
HUI (MeTOZ IPAMOro CeKBeHUpoBaHusA 10 CaHrepy,
TapreTHOe CeKBeHMpoBaHMe (aHII. targeted next-
generation sequencing, tNGS), uccnenosanmne reHeTn-
YeCKIX [TaHeJIeil ¥ TI0JIHO9K30MHOe CeKBEHMPOBaHue
reHoma [72]), KOTOpble BBIABIAIOT OIpeJie/IeHHYIO
MYTal M0 OflHOTO VMJIM HECKOTbKMX I'€HOB.

3aKnoyeHue

Jlo HacTosiIero BpeMeHM Ipu OBICTPOM TeMIIe PO-
cta 3aboneBaeMOCTH 1 pacrnpocTpaHeHHoctun B3K
ocraercsi Hpo6neMoil CBOeBpeMEHHOe BBIsABIIeE-
Hle MOHOTeHHBIX (GOopM 3a00IeBaHMIT KMIIeYHIIKA.
Atunuynsle BapuanTsl [IMJIC co crepToit KauHM-
YeCKOJI KapTUHOI OTHOCATCA K IpyIe Hambosee
CTIOKHBIX /I paHHel IMarHOCTUKM 3a00IeBaHUI,
4YTO, B CBOIO OY€pe/lb, OTOJBUIAaeT CPOKM Ha3Hade-
HIS TAPTETHOTO JIeYeHMA.

VM HPOpMUPOBAHHOCTD U HACTOPOXXEHHOCTD
HIPaKTUKYIOUUX CIIeIVaNTNCTOB, HaOMIofao VX 11a-
1yeHToB ¢ B3K, moMoryT BbIIeTUTb 60IBHBIX C BEpO-
AatapiM [TMIC 1 BOBpeMs IPOBeCTH pacIINpeHHYI0
71abopaTOPHYIO0 AUATHOCTUKY MM MOJIEKYNISAPHO-
TeHeTHYeCKOe TECTMPOBAHME.

B naHHOM 0630pe mpeficTaBIeHbI aKTyaIbHbBIE
CBefieHIs1 00 OCHOBHBIX KJIMHUYECKUX BapUaHTaX
[MNAC, cxoxux ¢ B3K, n atanax guddepennann-
HOJI IMAaTHOCTUKM, KOTOPble MOTYT OBITb MCIIOJIb-
30BaHbl B KJIMHUYECKOI IIPAKTIKE JI/Is MHAVBU/LY-
a/nMsanuy JUarHoCTUYecKoro noyucka. Heob6xopnmbr
JanbHENIINe UCCIeJOBAHNA C IOMCKOM JJOCTOBEP-
HbIX HaCTOPa’KMBAOLIMX IPU3HAKOB y Ial[MleHTOB
¢ B3K, uro 6ymer crioco6CcTBOBATD BBISIBJIEHNIO ATM-
nuuHbIX BapuaHToB IIVJJC n MOHOTeHHBIX dopM
B3K, a takxe mopbopy appeKkTuBHOI nedeOHOI
crparernu. ©

KoHnuKT nHtepecos

ABTOp fleKNapmpyeT OTCYTCTBME ABHBIX 1 NOTEHLMaNbHbIX KOHGINKTOB WH-
TepecoB, CBA3aHHbIX C Ny6nMKaLmMen HaCTOALLEN CTaTby.
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Primary immunodeficiency disorders
imitating inflammatory bowel diseases:
clinical aspects and problems of the

differential diagnosis

O.V. Shcherbakova'

From the beginning of 2000s, there has been a sig-
nificant increase in the incidence of inflammatory
bowel diseases (IBD) and primary immunodeficien-
cy disorders (PIDs) in adults and children in many
countries around the world. The aim of the review is
to summarize the state-of-the-art on diverse clinical
types of PIDs with gastrointestinal manifestations
and their differential diagnostic algorithms.

Atypical PIDs with “blunted” clinical manifesta-
tions are challenging for the timely diagnosis.
Some types of PIDs with gastrointestinal involve-
ment are also difficult to differentiate with classical
IBDs. Molecular genetic studies have allowed for
selection of a specific group of monogenic IBD-like
diseases, represented mainly by PIDs. The authors
discuss current classification of PIDs and their main
clinical types imitating IBD, with important clinical
and laboratory aspects. High level of information
and awareness of practicing specialists working
with IBD patients would be helpful in the selection

of a patient cohort with possible PIDs and in the
performance of extended laboratory assessment or
referring for genetic tests. Timely diagnosis of PIDs
would ensure quick administration of target therapy
or hematopoietic stem cell transplantation, which
in most cases would allow for the achievement of
the disease remission, improvement of quality and
duration of life.

Key words: Crohn's disease, ulcerative colitis, in-
flammatory bowel disease, primary immunodefi-
ciency disorders
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