NEPBUYHBIE UMM YHOJIE®ULATHI
(WHO, OMIM)

Juaruno3 nepBu4HbIX UMMYHoAepuuuTHbIX coctossnnil (MAC) B Hacrosiiiee BpeMsi SIBJISIETCS MOJIEKYJISIPHO-OMOJIOTHYECKHUM, MTOCKOJIBbKY JJIs
OonpimHCcTBa NepBuYHbIX MJIC onmcanbl MOJIEKYIISIpPHBIC aHOMAJIMU B KOHKPETHBIX JIOKycax reHoma. Jkcneptsl BO3 pazaemnstor nepsuunbie MJIC Ha
HECKOJIbKO TPYIIIL:

1) xomGunupoBanusie (T+B) u T-nedextsl — cocTossHus ¢ Hanboee TKENBIMU UHPEKIUIMH, HAYMHAIOIIUMHUCS C POKICHHUS U MOTYIINE MPUBECTH K
JIETAJIbHOMY MCXOJy NpHU BaKLIMHALMU XUBBIMU BaKIMHAMH; JAE€TEH MOXKET CHACTH TOJIBKO PAHHSS MPAHCNIAMHAYUSL eMONOIMULECKUX CMBON0BbIX
K1emoK;,

2) rymopainbHbie (B-kieTounsie) nedexTsl, BKIIOUYAIOMNE KaK THKENbIC, TaK U JOOPOKAYECTBEHHBIE COCTOSHUS, MPH THKENBIX (hOpMax MPOBOIUTCS
NOJMCUBHEHHOE BHYMPUBEHHOE 88e0eHUEe UMMYHONI00VIUHOE,

3) npyrue nedextsl (cuaapomsl DiGeorge, Wiskott-Aldrich, Louis-Bar, Nijmegen); npuMeHst0TCsI pa3HbIe CTPATETuy JICUYCHUS;

4) nedeKThl KOMIIJIEMEHTA; TepPaeBTUUECKask CTPATErusl CBs3aHa C aHTUMUKPOOHOH Tepanuei u ApyruMu MoIX0JaMu;

5) nedexTrl (haronuTo3a; TepaneBTUICCKAs CTPATETHs CBA3aHA C aHTUMUKPOOHO Tepanue.

BG,Z[YH_[I/IMI/I MMPOABJICHUSAMU B KJIAHAYECKOH KapTHUHE SBJIAIOTCA PaHHEE MPOABJICHUE BBIPAXKCHHOTO I/IH(l)eKI_II/IOHHOl"O CUHApOMaA, BKIIIHOYasa ,Z[I/IC6I/IO3
CIIU3HUCTBIX 000JIOUEK U KOXH, HOTpe6HOCTL B HpOTI/IBOMHKpO6H0ﬁ TCparu, HaJIMUUC CTUTM I[I/ICMOp(I)OFeHGSa. O):[HaKO CJICAYCT YUUTBIBATH TOT (baKT,
4TO NCPBUYHBIC I/IMMYHOI[G(I)I/II_II/ITH BCTPCHANOTCH, XOTA U 3HAYUTCIIBHO PCKE, Y B3POCIIbIX.

B GonbmmHCTBE CTpaH MHpa CYIHECTBYIOT HAIMOHAJBbHDBIC PErHCTPbI NAIIUCHTOB C IICPBUYHBIMHA I/IMMYHOJICCI)I/ILII/ITHBIMI/I COCTOAHHUAMMU.

Jlokanuzayusn Hazeanue Hmmynonozuueckue Monekynapnasn Hacneoo- Knunuueckue
dehexma U3MEHEeHUs anomanus 6anue nposeéienus
Kom6unmpo- Tsoxénplit KOMOH- 3HAYUTEIBHOE CHUKEHUE Myranuu B rese XLR Tsoxénple nHbekuu ¢
BAHHBIN HUPOBAHHBIN UM- UMMYHOTJIO0YyTuHOB U T- y-uenu (CD132) MOMEHTA POKIAECHUS
mynoaepuut (TKU/I): | kneTok penentopos k 1L-2,
a) X-CIeTUICHHBIN IL-4, IL-7, IL-9,
IL-12, IL-13, IL-158B
Xq13.1-Xq13.3
0) ayToCOMHO- 3HAYUTENbHOE CHIKEHUE Myranuu B rene p350 AR To xe




pPELIECCUBHBIN
(mBeHapCcKuil THI)

UMMYyHOTJI00yniHOB, B- 1 T-
KJIETOK

enuaunbl [JHK-3aBucumoit
IpoTeuHKHHAa3bI B 8ql 1

KomOunupo- Petukynsipnas nuc- 3HAYUTEIbHOE CHIKEHUE MyTtauuu B reHe AR Tsoxénple nHdexuu ¢
BAHHBIN reresus (rpynna TKUL) | ummyHorno0ynunoB, B- u T- | AK2 (MutoxoHapuaabHas pOXKIIECHHUS,
KJIETOK aJIeHUJIaTKMHAa3a-2) B HNaHLIUTONIEHUS
1p35.1
KomOunupo- Hedbunur ameHo3uH- CHmxeHue OOJIBIINHCTBA MyTanuu B TeHe AR Tsoxénple nudexuu ¢
BAHHBIN Jie3aMUHa3bl (rpynmna MMMYHOIJIOOYJIMHOB C ADA B 20ql13.11, POXKJIECHHUS,
TKWU/I) noBbIeHueM IgE, 00yCIIOBJIICHHBIE MOPAKEHUS XPSIICH
IIPOrPECCUBHOE CHUXEHHUE B- | Tokcnueckumu
u T-kierox MeTa0O0JIUTaAMU
Kom6unmpo- Hedbunur [THD [IporpeccuBnoe cumxenue T- | Myrauuu B reHe AR Tsoxénbie nHDEKINH,
BAHHBIN (IlypUHHYKJICO3H I~ KJIETOK, BO3MOKHO cHkenue | [TH® B 14ql3.1, ayTOMMMYHHas
docdopurassr) MMMYHOTJIOOYJTMHOB 00YCIIOBIICHHbBIE TEMOJINTUYECKAS] aHEMUS
TOKCHYECKUMHU (HeBpoOJIOrHYEeCKHe
METa0OJIUTaAMU HapyIICHNS)
KomOunupo- Heduuut HLA 1 OtcyrctBue HLA |, Myranuu B reHax AR Tsoxénble nHpexkunn
BAHHBIN (CMHIPOM «TOJIBIX camwkenne CD8+ T-xknerok u | TAP1/TAP2 B C POXKACHUSA
TUMGOLUTOBY, THI 1) NK-kmeTox 6p21.3
(rpynma TKIJT)
Komb6unmpo- Hepunut HLA 11 OtcyrctBue HLA 11, Myrtanuu B reHax AR Tsoxénple nHdexun
BaHHBIN (CMHAPOM «TOJIBIX cHmwkenne CD4+ T-knerok PEryasaTOpHBIX (PaKTOPOB C pOXKJIEHUS
TUM(OIIUTOBY, THUIT 2) MHC2TA, RFXAP, RFX5,
(rpymma TKUT) RFXANK B 19p12, 16p13,
13q14, 1921.1-1921.3
T-xnerku Hedunut T-knerok OtcyrcrBue T-KeTok, Myrauuu B rese AR Tsoxénble nHpexkuun
BO3MOJKHO TOBBIIIEHNE B- IL-7R (a-uemnp) B C POXKACHUS
KJIETOK 5p13.2
T-xneTkn Hedunut T- u NK- OtcyrctBue T- u NK-kinerok, | Myrauuu B rese AR Tsokénple nHbexkunn
u NK-xnerku KJIETOK NOBBbIIIEHUE B-Ki1eTok JAK3 B 19p13.1 C POXKACHUS
T-knerku Hedbummr CD3y unu Cumxenne CD3y/CD35- AHOManbHas AR Tsoxénple naexun
CD3s Hecynux T-KJIeTok TPaHCKPUIILIHS C pOXKJIEHUS

CD3y unmu CD36-




neneit B 11g23

T-xieTkn Hedumur CD8+ T- Camxenne CD8+ T-kireTox Myraiuu B rese AR Tsoxénbie nHOEKITIH
KJIETOK ZAP-70 B 2q12 C POXKICHUS
T-xnerxu u B- Cungpom Omenn CHuxenue B- kiietok u Mytanuu B reHax AR Tsoxénble nHpEKIUH ¢
KJICTKH OOJIBIITUHCTBA RAGI/RAG2 B 11p13 POXKICHHS, Y03MHOPHITHS
MMMYHOIJIOOYJIMHOB, HO
noBelenue IgE, cHmkenne
(GyHKIIMOHAIBHOU
aKTUBHOCTH T-KII€TOK
B-xnerkn X-cuenieHnas CHuxeHue Myranuu B rene Btk XLR Tsoxénpie naekun Ha 1-M
araMMarJio0yJTHHEeMHUS UMMYHOTTIOOYJIMHOB: (OpyTOoHOBCKas TH- TOJly *KU3HU, CHHAPOM
(6one3nn Bruton) 1gG<2,0 /i, IgM<0,2 1/11, PO3MHKHHA32) MayrabcopOomm,
IgA<0,2 r/m; ner IgG-otBera | B Xq21.3-022 rUNOTPO(Us, THUIIOTIIA3US
Ha BaKLMHBI; HET 3peiIbIX B- AMMQPOUTHON TKAHHU,
KJIETOK; TIOBBIIIICHUE TSOKENBIN TOTHOMUETUT
CD34+CD19+ mpo-B-kieTok TIOCTIC BaKIIUHAITTT
B KOCTHOM MO3Tre HOJIMOBAaKIIMHON
B-knerkun OO6mmuii BapraOenbHbIN CHM)XeHue MHOTHX M30THNOB | PazHbie MyTanuu: AR, AD Tsoxénple nHbexu
UMMYHOE(PHUIIUT UMMYHOTJIOOYJTMHOB: (1) ren ICOS B 2q33.2; (B mo60OM BO3pacTe); nuapes
(OBHH) 1gG<2,5 r/n; cunxenne IgG- | (2) ren TNFRSFI13B B (J1AMO1M03, PHTEPOBUPYCHI);
OTBETa Ha BaKIMHBI, Hamuue | 17pll.2; ayTOMMMYHHBIE
aHTU-|gA-ayToanTUTEN (3) ren CD19 B 16p11.2; paccTpONCTBA; OIYXOJIH U3
(4) ren TNFRSF13C B TFeMOITO3THYECKUX KJIETOK
22013.2;
(5) ren MS4A1 B 11ql12.2;
(6) ren CD81 B 11p15.5;
(7) rern CD21 B 1932.2
u emé (8)-(14)
B-knerku ['uniep-1gM-cunapom: [ToBwimenue IgM, camxenne | Mytamuu B rene CD40L XLR OnnopTyHUCTUYECKHE
a) X-CUeIUICeHHbII 19G, IgA, IgE: (CD154) B Xq26 MH(peKIK; runepriasus

IgM>3,0 /i1, IgG<2,0 1/m,
IgA<0,05 r/m; et B-kietok
(xpome IgM+I1gD+B-knetok)

TUMQOUTHBIX OPTaHOB;
HEUTPONICHUS;
TPOMOOIIUTOTICHHUST,



reMOJINTHYECKAs aHEMUS;
CKJIEPO3UPYIOIIUI XOJIAHTUT

0) npyroit To xe HewnsBectHbrit nedext AR, AD To xe
NEPEKIIOYEHUS] H30TUTIOB
B-kietkn CeneKTUBHBIN AePUIUT Cumxenne 1gA<0,05 g/l, Myramus B rene IGAD1 AR HHorna HET CUMIITOMOB;
IgA Hannuue antu-lgA-anturen | (IgA-deficiency locus-1) B UHQEKINH HA CITU3UCTBIX
6p21.3 u IGAD2 WM UX OTCYTCTBHE,
(IgA-deficiency locus-2) B IPEPACIION0KEHHOCTD K
17p11 aTOIHU ¥ AyTOUMMYHBIM
paccTporcTBamM
B-knerku Hedunut cexkperopnoro | OrcyrctBue SIgA, HO He u3BectHa AR Nudexnnu Ha cIU3UCTBIX
KoMrioHeHTa IgA HOPMAaJbHOE COAEp)KaHUE
IgA
B-knerku Tpansuropnas CHM)KEHUE OCHOBHBIX He n3BectHa He Yacreie HHPEKIIH,
TUIOraMMarjoOyIuHEMHU | U30THUIIOB U3BECTHO BKJIIOYasi TUOTEHHbBIE, HO
s I€TCKOTO BO3pacTa UMMYHOTJIOOYJTUHOB TIPU IPOXOJAIINE C BO3PACTAOM
HOpPMaJIbHOM cojiep>kaHuu B-
kierok: 1gG<5,0 g/l,
IgM<0,4 g/l, 1IgA<0,2 g/l
CMmeniaHHbIN Cunapom Wiskott- CHuxenue IgM u antuTen k| MyTauuu B reHe XLR Wndexuun B paHHeM
Aldrich noscaxapuaam, moseimenne | WASP (npotenn BO3pacre,
IgA u IgE, nporpeccuBHoe Wiskott-Aldrich) B TPOMOOIIMTONEHNUS; PaHHSISA
CHUKeHHe T-KJIeTok Xpl11.22-p11.23, urto 9K3eMa; ayTOUMMYHHbIE
IPUBOJIUT paccTpoiicTBa; OMyXO0JIHu U3
K gedexry KPOBETBOPHBIX KIIETOK
IIUTOCKENeTa
Hapymenust JTHK | Cunapom DiGeorge Cuaumxenune T-kneTok JHK-necymuii AD I'unonaparupounuszm

npoteuH B 22q11.21
(yacTHYHAsi MOHOCOMHMS).
MHOk€ECTBEHHBIN
SMOpPUOHANIBHBIN Je(EeKT,
NPUBOASALINNA K HAPYILICHHIO
pa3BUTHS TUMYCa

(TUTIOKATBITEMHS] U
CYJIOPOTH C POXKICHHS);
BPOXK/IEHHBIE TTOPOKU
cep/ua 1 JUIEBOro CKeJleTa,
TUIOIUIAa3Usl TAMYCa



Hapymennst JIHK | Atakcust Cuawmwxenue IgA, IgE u Myrtamus B rede ¢pepmenTa, | AR Nudexnuu, atakcus;
TEJICAHTUIKTA3USL cybxmnaccos 1gG, noBbimenue | mogo6HOrO GochaTuani- TEJICAHTUIKTA3US; OIYXOJIH
(cunapom Louis-Bar) MoHomepa IgM, camkenne T- | nHO3UTON-3'-KMHA3aM, B 13 KPOBETBOPHBIX KIJIETOK;
KJIETOK 11922.3, uTo npuBOAUT K IIOBBILLICHUE O
paccTpoiicTBY KJIETOYHOTO ¢deTonporenHa
IIUKJIa ¥ HECTaOMIBHOCTH
XPOMOCOM
Hapymenus /IHK | Cungpom CHuxenue Myranus B rene NBS1 B AR Wudexnumn, Mukponedanus,
Nijmegen MMMYHOTJI00ynuHOB, T- 8021.3, KOTOpBIif KOJUPYET 3a/IepXKKa pocTa, mpej-
KIJIETOK 0ETI0K, KOHTPOJIMP YOI PacIoIOKEHHOCTh K OMyXO0-
KJIETOYHBIM LIUKI U JsIM
penapanuio [JHK
Hetitpoduis XpoHuveckas rpa- JedheKT KumiHra nmpu Myranus nenu XLR Nudexunn,
HyJIOMaTO3Has 00Jie3Hb. | (harouuTose 91kD nuuroxpoma b "xoso0aHbIE" abcueccsl, rpa-
a) X-ClUeruieHHas B Xp2l.1 HYJIOMBI C paHHET0 BO3pacTta
BapHUaHT
0) npyrue, BKIt04Yas To sxe, noseiienune IgE (mpu | Anomanuu B 16q24; AR To xe, sx3ema (Ipu
cunapom Job (runep-1gE- | cunnpome Job) 7011.23; 1925; 17921 cunpome Job)
eMus)
JlefikounThl Jedexrt nelikountapHoit | JIeMkounuTo3: HEUTPOPUIIbI, Myranus B CD18 B AR WNndexuuu, 3amennenue
aare3uu, Tai | MoHouuThl, NK-Kk1eTkH; 21922.3 3a)XKMBaHUs paH,
nedexT craauii garonuTosa XPOHUYECKHE SI3BBI KOXKH,
HEPUOJJOHTUT
JleiikonuThI Hedexr neiikorurapHoit | To xe Hecnoco6HOCTB AR Wndexum, 3amenneHue
aarezuu, v 1l CHUHTE3UPOBATH 3a)KMBaHUsA paH,
cuanmun Lewis XPOHUYECKHE S3BBI KOXKH,
(11p11.2) MIEPUOOHTHT,
onuropeHus
JlefikounThl Hedexr nelikounutaproir | To xe Myranuu B rene FERMT3 B | AR WNndexuuu, 3ameninenue

anresuw, tui |1

11913.1,

KOJMPYIOIIEM BHYT-
PHUKIJIETOYHBIN OENOK,

KOTOPBIA HEOOXOIUM IS

3a)KUBAaHUA paH,
CKJIOHHOCTB K
KPOBOTCUYCHUSAM Ha
CIIM3UCTBIX



06paTH01"0 CHUI'HaJIMHTa
C Ir€HoMa KJICTKH Ha

(TpOMOOIIMTOTICHHS )

WHTETPUHBI
Hetitpodunst Heduur G6PD Jedext kuyumHra npu Xq28 XLD Nudexnum, anemus
(rmroK030-6- (daromuTose
docaraernnporenasbr)
Hetitpodus Hedbunur JedekT KkumuHra npu 17921.3-923 AR Nudexuu, anemus
MUEJIONIEPOKCHIA3BI daronmrosze
Hetitpoduis JledheKkT BTOpUUYHBIX JedheKT KumiHra nmpu Myranus B rene AR Nudexunn, anemus
rpaHyl ¢aronuTose naktopeppuna B 14911.2
JIeHKOIUTEI Cunapom Chediak- Hedexr cranuii ¢parouuto3a | Myramnuu B rene LYST AR Nudexunn, ans0MHU3M,
Higashi (cunapom (lysosomal trafficking UTOICHHUS,
TUTaHCKHUX TPaHy) regulator) B 1q42.1-q42.2 JTUM(OTUCTHOIIUTO3,
U0 pUOPHHOT CHEMHSI
Hetitpodus Cunnpom Shwachman CHmxeHue Myranusisi B reHe AR Nudexmnum,
UMMYyHOIII00ynuHOB, Aedexkr | SBDS B 7ql1 anacTu4ecKas
XEMOTaKCHCca aHEeMHs,
TPOMOOILIUTOTICHHUSI,
HEJIOCTaTOYHOCTh
(GYHKLUY TOIKENTYI0UHON
KeEJE3bl
Heitrpodumnst CunzpoM "neHuBBIX Heiirponenus, nedexr Myranuu B rese AR Hetsoxénble nngexuumy,
JaeKouuToB" XeMOTaKcHca MTOBEPXHOCTHOTO HEUTpONeHUs
TJIUKONPOTENHA
HeUTpouIoB
GP130 B 7q22-qter
Kommement Hedumut Clq Camxenne Clq 1p36.3-p34.1 AR CKB-1nio100Hb1#1 cUHIpOM
(cuHIpOM, TIOTOOHBII
CHUCTEMHOM KpacHOMN
BOJTYAHKE)
Kommiement Hedumur C1r Camxenne Clr 12p13 AR CKB-1no/100Hb1#1 cHHIpOM
Kommiement Jedurut C4 Cumxenne C4 6p21.3 AR CKB-nio106Hb1#1 cHHIpOM
Kommement Hedunut C2 Camxenne C2 6p21.3 AR CKB-1nio100HbI#1 cUHIPOM,




BACKYJIUT, ITIOJIUMHUO3UT

Kommiement Hedumut C3 Camxenue C3 19p13.3-p13.2 AR Peunusupytomue
MUOTCHHBIC UH(EKIIHH,
MOBBIIIICHHAS
BOCIIPUHUMYHUBOCTH K
undekuun Neisseria
KomMnnement Hedunur C5 Cumxenune C5 9934.1 AR Wudexus Neisseria, CKB-
O00HBIN CHHAPOM
Kommnement Hedunut C6 Cumxenue C6 5p13 AR Hudexius Neisseria, CKB-
O00HBIN CHHAPOM
Kommnement Hedunur C7 Cumxenue C7 5p13 AR Hudexius Neisseria, CKB-
O00HBIN CHHAPOM
Kommiiement Heduuur C8a Camxenune C8 1p32 AR Wudexuns Neisseria, CKB-
NOJJOOHBIN CHUHIPOM
Hedumut C8f3 1p32 AR Nudexius Neisseria, CKB-
N0JJOOHBIN CHUHIPOM
Komriement Jedurmur C9 Camxenne C9 5p13 AR Wudexius Neisseria
Kommiement HacnencrBeHHbIit Cumxenne C1-INH 11911-g13.1 AD PeuninBel aHTHO-OTEKOB C
AQHITMOHEBPOTUYECKHUM MaHuecTaluen B
oték (nedurrur C1-INH) MOJAPOCTKOBOM U B3POCIIOM
BO3pacTe
Kommnement Hedunur | Cumwxenue | 4925 AR PeunnuBupyromue
MTUOTEHHBIC NHPEKIINN
Kommiement Hedurut H Cumxenue H 1932 AR PeunnuBupyromue
MTUOTEeHHBIC NHPEKIINN
Kommiement Hedunut D Camxenne D 19p13.3 AR Wudexuus Neisseria
Kommiement Hedunut P Cawmxenue P (nponepauna) Xp11.4-p11.23 XL Nudexuns Neisseria

(mpornepauHa)




