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Onpepenetue
NepBHYHOrQ
HMMYHOLEULHT

ITon TepMUHOM <«MMMYHOIE(MUIIUT» MTOHMMAIOT Hapy-
IIEHUST UMMYHOJIOTUYECKOIM PEaKTUBHOCTU C BhITIaJICHUEM
OJTHOTO MJIM HECKOJIbKMX KOMITOHEHTOB UMMYHHOTO arira-
paTa MO0 B3aMMOIEHUCTBYIONINX C HUM HeCIen(puIecKnx
MexaHu3MoOB. EQuHOI M OKOHYATeIbHOM KilacCu(UKALUU
UMMYHOAE(hUIINUTA HET.

BriaensitoT BpOXIEHHBIM M MPUOOPETEHHBI MMMYHO-
neuurT.

Bpoorcoennulii (nepsuunolii) ummyHnodegpuyum oOyCIOBICH
TeHETUYECKMM Je(EeKTOM, IIPUBOISAIINM K OJIOKaIe COo3pe-
BaHUs WK QYHKIIMK OJHOTO JIM00 HECKOIbKUX Pa3IMIHbIX
3BEHbEB UMMYHHOI CUCTEMBbI.

Ilpuobpemennniit  (6mopuunslii) ummyHnodepuyum —
pe3yJIbTaT XPOHUYECKUX TSDKEIbIX MHMEKIMIA, HapyIIeHWsI
MMUTAHWS, IPUMEHEHUST XUMUO- 1/WJIW pauioTeparviv U T.1.



PacnpocTpaHeHHoCTb
NePBHYHbIX
HMMYHOpedHLMTOB

Yacrora pa3jIMYHBIX BapUaHTOB IEPBUYHBIX HUMMY-
HopeduuutoB coctaBiasger 1:500—1:1000 HaceneHus.
KiuHu4yeck OHM XapaKTepu3yIOTCs CKJIOHHOCTBIO K
WHOEKINSIM, WX OCIOXHEHHOMY TEUCHMIO, aJIepTHdIe-
CKMM U ayTOMMMYHHbBIM pPEaKLIMSIM, BBICOKOI BEPOSITHO-
CTbIO pa3BUTUS OIlyxojeil. Tsokenbie (popMbl MMMYHO[IE-
¢dunmra BcTpevatorcs Hedacto (1:10 000 u pexe). 80% u3
HUX TposBIsIOTcs B Bo3dpacTe n0 20 neT. BoablMHCTBO
UMMYHOIe(hUIIUTOB mepenaeTcss X-CLEIJIeHHO, MO03TOMY
70% 60JbHBIX — MalbuuKK. HeKoTopble BapuaHThl UIMMY-
HOIAeUIUTOB MaHUMECTUPYIOT C paHHETo Bo3pacTa U 0e3
KOppeKIUru UMMYHHOTO AedekTa daTtanabHbl. JIpyrue 6ojiee
0JIATOTIPUSITHBI U TIPOSIBIISIIOTCS B CTApIieM BO3pacTe.



[1aTorexe3 nepeHHbIx
HMMYHOpedHLIMTOB

[lepBrYHbIE UMMYHOAEMUIIUTHI — FeHETUYECKHU IeTep-
MUHUPOBAHHBIC COCTOSHUS. M3BEeCTHBI XPOMOCOMHBIC
JIOKYCBhI, OTBETCTBEHHBbIE 3a Pa3BUTHE UMMYHOIE(MUIIUTOB:

¢ 1q21 nepuumr anturenoB HLA II kmacca m3-3a

myTanuu RFX-5;

e 19q22—q25 TsKeablii KOMOMHUPOBAHHBIT UMMYHOIE-

¢unuT npu naronoruu C-uenu CD3;

¢ 1q23 ayTOMMMYHHBIN aumMm@onpoarudepaTuBHbII

cuHapoMm tumna lb mpm maromorum FAS-nmurannma
(CD178);

¢ 1g25 xpoHuyeckass rpaHyjJeMaTo3Has 0OJie3Hb MpU

nedunute gpo7eoy;

¢ 1q31—q32 Ts:Kenblii KOMOMHUPOBAHHBIM UMMYHOIE-

¢unut npu nedbunure CD45;

e 1q42—q43 cunapom Yeaunaka—Xuracu,

e 2pll necdouuut x-1enu;

¢ 2pl12 nepuuut CD8 nmpu HEZOCTATOUHOCTH O TIOJIV-

NenTuaa;
¢ 2q12 nepuuur CD8 nipu HegoctatouHocTu ZAP-70;
¢ 2q33 ayTOCOMHO-PELECCUBHbBIN OOLIMIA Bapradesb-
HBIT UMMYHOAE(UIIUT ITPU HEAOCTATOUHOCTHA MHTY-
uoenbHoro (T-KJIeToK) CTUMYISITOPA;
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¢ 2q33—q34 ayTouMMYHHBII JuMdonpoandepaTus-
HbIl cuaapoM tunos [1a u I1b mpu HenocratouHocTH
Kacnassl 8 nnu 10;

¢ 2q35 BapuaOeabHBINT UMMYHOIE(MUIIUT C MUKPOIIE-
danueii;

¢ 5q13 Tsaxenblii BaprabeabHbI UMMYHOAE(MULIUT NN
cuHapoM OMeHa MpHU MaTOJOTUHU O-LIeTU peLenTopa
uHTtepaeiikuna-7 (UJI-7);

¢ 5931.1—q33.1 nepuuut UJI-12 p-40;

¢ 6p21.3 nedekr anturenos HLA I kiacca npu Heno-
CTaTOYHOCTU Talla3uHa;

e 6p21.3 TsiKeNIbIil BaprabesbHbI UMMYHOIEMUIIUT C
CEJICKTUBHOI HEIOCTAaTOUYHOCTHIO IgA;

¢ 6p23—q24 neduuuT peuentopa 1 mHTepdepoHa-y
TPY MMaTOJOTUH 1IEIHU O

¢ 7ql11.23 xpoHMYecKas TrpaHyJeMaTO3Hasi OOJe3Hb
npu neunurte gpo7°hox;

¢ 8921 cunapom HuiimereHa;

¢ Opl3 rumomJjasus BOJOC W Xpsila Npu AeduuuTe
PHK-sH10puboHyKJI€a3Hh;

¢ 10pl3 Tsaxkenblit BapuaOeNbHbIE UMMYHOIEPULIUT
npu mytauuu reHa ARTEMIS;

¢ 10pl3 BeJoKapauodalaabHblid CUHIpPOM
(Aulxopaxmn);

¢ 10923.2—q23.33 arammaryiodyinHeMu st mpu aeduiim-
Te B-muMdonuTapHoro ananTepHOro MpoTenHa;

¢ 10q23—q24 ayTouMMyHHBIN JuMbonponudepaTus-
HBII cuHApOM TuIa la mpu HegoctarouHoctu CD95
(Fas);

e 11p13 nedpunut o uenu peuentopa UJI-2;

e 11pl3 OmeHa cunapom npu nedunure RAG-1 uiu
RAG-2;
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e 11ql4.3—q21LAD-2;

¢ 11g22.3 atakcusi-TeJieaHTM9KTa3us MPU HETOCTATOY-
HOCTU [1€30KCUPUOOHYKJIEMHOBON KUCIOTO3aBUCH-
MO KMHAa3kI;

¢ 11923 BapuaHTHI TSIKEJIOTO BapuabeJIbHOIO UMMYHO-
neuInTa;

e 12-runiep-IgM cuHApPOM TMpU HEAOCTATOYHOCTH
ypauua-JAHK-ranko3unaser;

e 12pl3runep-IgM cuHApPOM TIPU HEAOCTATOYHOCTU
LHUTUAMHACAMUHA3BI;

¢ 12q12 gedpunut IRAK-4 (6enka, CTUMYIUPYIOIIETO
MMMYHHYIO CUCTEMY B OTBET Ha MH(PEKIINIO);

¢ 13q necpuriut anturenoB HLA II xnacca u3-3a Heno-
ctatouHocTu RFXAP;

¢ 13933—q34 nepuuut nurassl 4;

¢ 14ql13.1 pepuuUT NMypUH-HYKJIe0o3uaA-pochopuia-
3Bl

¢ 14q32.3 meneuust TSKEIOW I MMMYHOTJIOOYIM-
HOB;

¢ 15q21 cunnpom I'puckennu;

e 16pl11.2 TsKeablii BapuabelbHbIiI UMMYHOIEGULIUT
npu HenoctatrouHoctu CD19;

¢ 16p13 nedpunut antureHos HLA II kiracca rpu Hemo-
cratrouHoctu CIITA;

e 17pl11.2 Taxenviii BapuabGeabHbII UMMYHONEGHUIIUT
uiaun gepuuut IgA npu HegoctatouHocTu TACI;

¢ 1624 xpoHudecKas rpaHyjieMaro3Has 00Je3Hb MPU
HEIOCTAaTOYHOCTH gp22°Phox;

¢ 17q11—ql12 pedpunut FOXNI;

¢ 19p12 necdbuniur anturenoB HLA 11 kiacca nmpu Heno-
crtatouHocTu RFXANK;
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¢ 19p13.1 nedexT B-uenu peuernropa NJI-12;

¢ 19pl3.1 Taxenblii BapuabeJIbHbIi UMMYHOIEGULIAT
MNPy HEAOCTAaTOYHOCTU KMHA3HI 3;

¢ 19pl13.2 arammarioOyJlMHeMUs] TPU MyTallUM TeHa
Iga;

¢ 20ql12—ql3.2 tunep-IgM-cuHApOM TIpU meduUIIUTE
CDA40;

¢ 20ql13.2—ql3.11 Tsaxenblii BapraOeJbHBIA UMMYHO-
IeUIUT MPpU HENOCTATOUHOCTU aleHO3WHIeaMU-
Ha3bl;

¢ 21gq22.1-22.2 anoManus peuentopa 2 uHTephepoHa-y
IIPU NATOJIOTUU B-1eIu;

¢ 21q22.3 ayTouMMyHHas TOJUIHIOKPUHHO-KaHIU-
NMA3HO-3KTOoJepMalibHas nuctpodus npu nedexkre
ayTOMMMYHHOTO PeryJsiTopa;

¢ 21g22.3 HapylieHUe aAre3uu JeMKOLUTOB TUMa 1 npu
nebunute CDI18;

¢ 22qll.2 arammarioOynuHeMus TIpu MyTauuud AS B
TE€HE JIETKON LIENH;

e 22qll.2 Ou/xopaxu cuHApoM (BeaoKapauodalu-
aJbHBIN);

¢ 22ql3.1—ql3.2 Taxenblii BapuabeabHbII UMMYHOIE-
¢uuut mpu HenoctarouHocTu BAFF-R;

¢ Xp21.1 xpoHuueckas rpaHyjeMaro3Has 00Je3Hb IMPU
HEeIOCTaTOYHOCTU gpPoY;

e Xpl11.22 Buckotra—Onapuya CHHIAPOM MPU HEJOCTa-
TouHOCTH npoterHa Buckorra—Onapuua (WASp);

e Xpl1.23 X-cuenjaeHHbI CUHAPOM UMMYHHOI nUCpe-
TYJSLIAU C SQHOIOKPUHOINATUEN U SHTEPOIaTUEU MpHU
HemocTatouHocTH Foxp3;

e Xpl1.3—p21.1 necdounut nponepanHa;
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¢ Xql3.1—ql3.3 X-cuenjieHHbIN TSIXEIblii Bapruadeb-
HBI UMMYHOIES(UIIAT IIPU HEIOCTATOYHOCTH OOIIEeH
Y-LIeMu;

¢ Xq22 X-cuerieHHasi araMMariioOyJuMHeMUs IIpu
HEIOCTaTOYHOCTU TUPO3UMHKKMHA3bl bpyToHa;

* Xq25—26 X-cueruieHHbI TuMbOonpoandepaTuBHBIA

cuHApoM npu MmyTauuu reHa SH2DIA,
¢ Xq26 ummyHonedunut ¢ runep-IgM mpu Hemocra-
TouHocTu CD154;

¢ Xq26 runoraMMarjiooyJMHeMus ¢ Ae@ULIMTOM Top-
MOHa pOCTa;

¢ Xq28 aHTMOpoTmyeckasi dKToAepMajibHas MUCIIIa-
3Us1 ¢ UMMYHONE(UIIMTOM TIPU MYyTallUW ICCEHIIM-
aJILHOT'O MOJYJISITOpA siiepHOTO (hakTopa KB.

DTOT CIIMCOK JAJIEKO He TI0JI0H. BEIIBISIOTCS Bce HOBBIE
U HOBbIE€ MyTaLIMN.

HMMMyHHast cucTeMa OTBedYaeT 3a 3JIMMUHALUIO 9HI0- U
9K30Ire€HHBIX aHTUTeHOB. CIIOXHBIE B3aMMOOTHOILIEHMS
T- 1 B-KJIETOYHBIX CUCTEM, CUCTEMbI KOMIIJIEMEHTA, MPO-
rnepavHa ¢ (harouuTapHOR CUCTEMOI 00eCTIeYMBaIOT YHUY -
TOXEHME MUKPOOPIraHU3MOB M SJIMMUHAILIMIO aHTUTEHOB.
KoHeuHBIM 3Tamnom SIBIsIeTCS BHYTPUKIICTOUHBIN JTUM3UC
BO30ynuTeNel, obecrneunBacMblii (haroluMTapHON CHUCTE-
MO, XeMOTakKCHMCOM W oricoHu3zanueit. [loatomy mpu-
00peTeHHbIe WM BPOXIEHHBbIE HAPYIICHWS OTAETbHBIX
3BEHbEB MMMYHHOTO OTBETa IPUBOMST K PEUNINBUPYIO-
UM WHQOEKIUSIM, TEepCUCTCHIIMA BO30yAUTENC, ayTo-
MMMYHHBIM WX OITYXOJIeBbIM 3a00jeBaHusIM. HapyieHus
MMMYHUTETA MOTYT ObITh OOYCJIOBJIEHBI ITaTOJOTUEN pa3-
JIMYHBIX €T0 3BE€HbEB. BBIpaXkeHHOCTb KIIMHMYECKOM Kap-
TUHBI 3aBUCUT OT CTEIICHU HapYyIICHUSI U OMOJIOrMYeCKOTO
3HAYEHUs MOBPEXIESHHOIO 3BeHa. BhIIEeIsIIOT HapylIeHUs
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KJIETOYHOTO, TYMOPaJIbHOTO 3BEHbEB, KOMILUIEMEHTAPHOI
u arouutapHoii cucteM. Hanmune omHOBpeMEHHO Ipy-
ruX aHoManuil (aruiasuu Tumyca, aedopmanuii KocTeii)

CBUIOCTCIILCTBYET B IIOJIB3Y BPOXKICHHOTIO I/IMMYHO,Z[C(I)I/I—
nuTa.



