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Pesome. MBI mipencTaBisieM ISl PYCCKOS3BIMHOM AyIUTOPHM MepPeBOJ M KOMMEHTapHU K KilacchdHKa-
LMY BPOXIEHHBIX OINMOOK MMMYHUTETa, MpeAacTaBjieHHO# B KoHIile 2019 roga KOMUTETOM IO BPOXKISH-
HBIM OIITMOKaM MMMYHUTETa MEXIYHApOIHOTO coo3a mMMyHoorndeckux obmiects (IUIS). BpoxnenHsie
OIMMOKN MMMYHUTETA MJIM, KaK UX ObLIO IIPUHSATO HA3bIBATh paHee, IePBUIHbBIC UMMYHOIS(UIIUTHI — CTpEe-
MUTEIbHO PaCLIMPSIOLIMIICS Kacc 00Jie3Hel, O0beAMHSIOIIMI caMyl0 pa3HOOOPa3HYI BPOXKIACHHYIO Ma-
TOJIOTHIO, KOTOPAast MOXKET IIPOSIBIISITECS B JIIOOOM BO3pacTe U B M000I cumnToMaTuke. st aTnx 0oJie3Hei
XapaKTepHBI KIIMHUYCCKIE MaCcKH, BCICACTBHE YeTO BpeMsI OT Je0ioTa 60JIe3H! OO0 ITOCTAHOBKM OKOHYATEThb-
HOTO0 IMarHo3a MOXeT 3aHMMaTh MHOTHUE TOJlbl. DTU IMallMeHThl BCTPEUalOTCs Bpauy JIO00 crienuaiu3auu,
a MOJIEKYJISIpHBIC MEXaHU3MBI TTaTOJIOTHUH 3aTparuBaloT BCE OpraHbl M CUCTEMBI YeaoBeka. Kiraccubukaims
npeacTaBlIsieT CO00M AecsaTh Tabaull u3 6osee yem 400 CUHAPOMOB U COOTBETCTBYIOLIIUX UM T'€HOB WU XPO-
MOCOMHBIX aHOMaJIU. DTO MUHCTPYMEHT, KOTOPbIil TO3BOJUT OPUEHTUPOBATHCS B IIMPOKOM Pa3HOOOpa3uu
PA3IMIHBIX TIEPBUYHBIX UMMYHOIE(DUIIMTOB, ayTOMMMYHHBIX M ayTOBOCHAJIMTEIBHBIX CUHIPOMOB, Ac(heK-
TaxX KOMITJIEMEHTa U CHHAPOMAaX KOCTHOMO3TOBOI HETOCTATOYHOCTU. MBI HaeeMcsI, UTO G1arogapsi mepeBo-
Iy COBpeMEHHbIE 3HAaHUS 00 3TUX Pa3HOOOpa3HBIX OOJIE3HSIX CTAHYT OJIMXKE U JOCTYITHEE JIS1 PYCCKOSI3bIYHOM
ayIUTOPHU.
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Abstract. We present to Russian-speaking audience a translation and commentary on the classification of
inborn errors of immunity presented at the end of 2019 by the Committee on Congenital Immunity Errors at
the International Union of Immunological Societies (IUIS). Inborn errors of immunity, or, as they were called
earlier, primary immunodeficiencies, is a rapidly expanding class of diseases that includes the most diverse
congenital pathologies which can manifest at any age by heterogenous symptomes. Clinical masks characterize
these diseases, hence the time from the onset of clinical disorder to the final diagnosis may take many years.
A doctor of any specialty encounters these patients, and the molecular mechanisms of pathology concern
different organs and systems of the patients. The classification consists of ten tables covering more than 400
syndromes and their corresponding genes, or associated chromosomal abnormalities. This is a tool, which
allows navigating a wide variety of different primary immunodeficiencies, autoimmune and autoinflammatory
syndromes, complement defects, and bone marrow failure syndromes. We hope that, due to translation, current
knowledge about these various diseases will become more close and available to the Russian-speaking audience.

Keywords: Russian version, classification, comments, primary immunodeficiencies, immunity, inborn errors

Pabota BbimoHeHa Mpu (GUHAHCOBOU MOAAEPK-
ke PODU B pamkax HaydyHoro rpoekra No 18-29-
14059.

Bpoxnennbie gedeKThl MMMYHUTETa WIN TIep-
BUYHBIE UMMYHOIE(MUILIMTHI — Pa3HOOOpa3Hast TpyI-
a TeHEeTUYECKOU ITaTOJOTUH, KOTOpast IPUBOINT K
MMOBBIIIICHHON BOCIIPUMMYUBOCTUA K WH(MEKIUSIM U
MOXET pPeajn30BaThbCsI TAKMMU MMMYHOIIaTOJIOTH -
YeCKMMU TIpolieccaMy, KaK ayTOMMMYHHEIE, ayTOBO-
CHAJIMTENIbHBIC W (MJIA) OHKOJOTMYECKHE M PeKe —
aJJTepTUJYecKue.

B 2019 romy MexxayHapOTHBIN CO03 UMMYHOJIO-
rnyeckux obmects (IUIS) mpencraBun oOHOBIIEH-
HYIO KJTacCU(UKAIINIO BPOXKICHHBIX OIITMOOK UMMY-
HuteTa [18], KoTopas BkitodaeT 412 3abojieBaHUI 1
407 yHuKanbHBIX reHOoB. CaMO TIOHSITUE BPOXKIIEH-
HBIX OLIMOOK McHojib3yeTcs yxke ¢ B 2005 roga, 1 Ko-
muteToM IUIS, oTBeTCTBEHHBIM 3a KjIacCU(DUKALIUIO
NEePBUYHBIX UMMYHOACGUIIMTOB, BHEAPEHO B3aMeH
TepMUHA <«MepPBUYHbIE UMMYyHOAePUUUTHI» B 2017
roay [7, 10]. B knaccugukauuu BhIASISIETCS AECATh
TPYIIT BPOXKASHHBIX OIIIMOOK UMMYHUTETA.

IlepBast Tpyrma BpPOXIEHHBIX OIIMOOK WMMY-
HUTETa OTEYECTBEHHBIM CIIeLIMAIMCTaM OOJIbIlle

3HAaKOMa I10J Ha3BaHUEM «KOMOMHUPOBAHHbBIE VM-
MYHOACGUILIUTBI», HO OMUIMATBHO Ha3bIBa€TCs
«UMMYHOIIE(PULIMTHI, C MOPaKeHUEM KJIETOYHOIO U
TYMOpPaJIbHOTO UMMYyHUTETa» (Tadi. 1). MakTuueckn
B 3TOM TpyIe OOBEOIMHEHBI Pa3INJHbIC TSKEITbIe
KoMOuHUpoBaHHble uUMMyHonedunutel (TKWH
T-B* m TKMH T-B-), a Takske KOMOMHUPOBaHHBIC
uMMyHoneuULUThI, MeHee Tskenblie, yem TKMH. B
ATO TpyIIIe IpeacTaBieHbl 50 pa3TUIHBIX HO30J10-
TMYECKUX CUHIPOMOB U 57 COOTBETCTBYIOIINX I'€HOB.

Bropasi rpynma Ha3zBaHa <«KOMOMHHPOBaHHBbIE
UMMYHOIEe(DUIINTHI, aCCOLIMUPOBAaHHBIE C CUHIPO-
MaJIbHBIMHU TIpOSIBICHUsIMU» (Taba. 2). Cpeau 3Toi
TPYIIbl BBIASISIOTCS UMMYHOACHUIIUTBI C BPOXK-
JNIEHHO TPOMOOLIMTOIIEHUEeH (HampuMep CHUHIPOM
Buckorra—Onapuya), MHOTOYUCICHHBbIE Ac(peK-
ol penapauuu JJHK (atakcusi-teneaHrnoskrasus,
cuHapoM HwuiimereH u 1p.), UMMYHOKOCTHbBIE JMC-
mnasum (cuHapom IHlumMke u T.1.), UMMYHOIE(PULIN-
Tol ¢ gepexkrom tTumyca (Au Jdxopmxku, CHARGE),
noarpynma runep-IgE cunapomoBs, nedexkTsl dhona-
TOB U BUTamMmuHa B12, aHruapoTnyeckue 3KToaepMo-
nucrazuu (NEMO u np.), aedekTbl KaablMeBbIX
KaHaJIOB M JIpyrMe KOMOWMHUPOBaHHBbIE MMMYHOZIC-




2021, T. 24, Ne 1
2021, Vol. 24, Ne 1

Knraccugurayus ITH] (BOH)
IEI classification

(ULUTHI C BBIPaXKEHHBIMM KJIMHUYECKUMU OCOOEH-
HOCTIMU. B 3T0li Tpynme oobennHeHbl 58 CUHIPO-
MOB, IIPY KOTOPBIX Bepu(pULIPOBAaHbI 62 TeHa.

TpeTps rpynmna — NpeMMyLIECTBEHHO aHTUTEJb-
Hble AedeKThl, Moapa3esiolecss Ha araMmMarso-
OyauHeMuu, cuHapoMbl ¢ peHotunnom OBUH (06-
1as BapuabenabHass UMMYHHas HEAOCTATOYHOCTb) U
pa3IMYHBIC APYTHAE CEACKTUBHBIC Me(UIINTHI aHTU-
Ten (taba. 3). OgHaKO MHOTHWE ITAlIMEHTHI C TIep-
BUYHBIMU UMMYHOACHUIIUTAMU B N1eOI0Te OOJIE3HU
MMEIOT KIMHUYECKYI0 MaHUMECTAlLIMIO B BUMIE PELIM-
NUBUPYIOIINX WHQEKINI, TUImoraMmMariooyanHe-
MWW U HOPMAJIBHOIO WJU CHUXEHHOI0 KOJIW4YecTBa
B-krnerox (X-cueruieHHbIN JuMdboTnipoardepaTus-
HbI cuHapoM, WHIM-cunapoM, nMMyHoaepULIAT
¢ HeHTpoMepHoii HectabuibHOCcThIO (ICF), TUMOMa
¢ uMMmyHoaedbuuuToM (uau cunapoM Iyna). K sroit
rpymnre OTHOCUTCS 45 HO30JJOTMYECKUX CUHIPOMOB
U 38 COOTBETCTBYIOIIUX F€HOB.

YeTBepTas rpynna — 00Je3HU UMMYHOIMCPETY-
JISIIMW, BKIIOYAeT ITOATPYIITY TreModaroinTapHbBIX
JIUM@OTUCTUOLIMTO30B, B TOM 4ucCie C Je(heKToOM
nurMeHTauuu (Hanpumep cuHapoM Yeamaka—Xu-
rammu), nedexktol T-peryasatopHbix kinetok (IPEX-
CUHIIPOM U T.11.), TIOATPYTIITY «@yTOUMMYHHBIE COCTO-
sHUS ¢/06e3 nuMdorniponudepanun», KJIaCCUIeCKUM
IpeacTaBUTENIeM KOTOPOI SIBIISICTCS ayTOMMMYHHBII
NOJUAHAOKPUHHBIN CUHAPOM 1-TO TUIIA, TTOATPYIIITY
UMMYHOJIUCPETYISITOPHBIX CUHAPOMOB C KOJUTOM
(neunut 1L-10, ero peuenTopos U T.M.), HOATPYII-
My ayTOMMMYHHBIX JUM@OIpoandepaTUBHBIX CUH-
IPOMOB W CHHAPOMOB C MPEAPACITOIOKCHHOCTHIO
K BOb-undpexuyu n mumdponpoandepaTUBHLIM
cocrogHusiM (tabn. 4). Bmpouem, mnpeapacrioyio-
XeHHOCTh K BOb n numdonponudepanms xapak-
TepHa JIsI MHOTUX UMMYyHoaeduuuToB. OaHOU U3
OTJIMYUTEBbHBIX OCOOEHHOCTEN 3TOW TpyIMbl SB-
JISIETCSI OTHOCUTEJIbHO HOpMaJIbHbIe 3HaUeHus T- u
B-1uM@ouuToB, CHIBOPOTOYHBIX MMMYHOIIOOYJIM-
HOB 1 HEUTPOMUIOB, UTO 3aTPYAHSICT TUATHOCTUKY
NaHHoi maTojioruu. B aToii rpynne npeacraBiaeHo 44
cUHJIpoMa U 45 reHoB.

Ilaras rpynna B kiaccudUKallUM Ha3bIBaeTCS
«BpOXAeHHBbIE NedeKThl yncia u GyHKIU dharouu-
TOB» M OOBEIMHSCT IIMPOKOE Pa3HOOOpa3ne BPOK-
JNEHHBIX HEUTPOINeHUN, (PyHKIMOHAIBHBIX ne(heK-
TOB (paroLMTOB U TaKUX HEJUMQOUIHBIX 1e(hEKTOB,
Kak cuHapoM MonoMAC u BpOXIEHHBI anbBeo-
JIIPHBINA MPOTEUHO3 Jerkux (TabJ. 5). B atoii rpymre
npeacTaBiieHO 34 HO30JIOTUYECKUX cuHApoma u 41
TeH.

IlecTas rpymnia «aeeKTbl BHYyTPEHHETO U BPOX-
JIECHHOTO UMMYHUTETa» OOBbEIMHSIET pa3HOOOpa3HbIE
MOHOTEHHbIE CUHAPOMBI, MOBBIIIAIOINIUE BOCIIPU-
MUMYUBOCTh K Pa3HOOOpa3HbIM MHGMEKIUSIM — MH-
KOOaKTepusiM, ITallmJIOMOBHpYCcaM, TepIieCBUpYycaM,
MUKO3aM 1 KaHOIWI03aM, Pa3INJIHBIM OaKTCPUSIM U

npocteiimnm (tabu. 6). TepMHUHOM <«BHYTPEHHUIA
UMMYHHUTeT» (intrinsic immunity) ¢ HegaBHEro Bpe-
MEHHM 0003HayaloT KJIETOUYHbIe MHTep(hepOH-He3a-
BUCHUMBbIE BPOXICHHBIE MEXaHU3MbI TPOTUBOBUPYC-
HOW 3alllUThI, KOTOPbIE HAIPSIMYIO OIpPaHUINBAIOT
PETUIMKAIINIO ¥ COOPKY BHUpYyCa 3a CYCT KOHCTUTYTUB-
HO 9KCIIPECCUPYEMBIX KJICTOUYHBIX OCJIKOB — TaK Ha-
3bIBAEMBIX BHYTPEHHMX (paKTOPOB pecTpukuum |[1,
20]. B aToi1 rpymnme mpeacraBlieHO 53 HapylueHUs
1 64 COOTBETCTBYIOIIMX TeHa. 1 msaToit u 1mecToit
TPYIIIBI TaK3Ke HE XapaKTePHbI KOJIMYECTBEHHBIE JIe-
GUIATHI TUM@OLIUTOB, AHTUTEN U HEUTPODUIIOB.

CenpMas TpyIa OObeIUHSIET pa3IMYHBIC ayTO-
BOCIQJIMTEIbHbIE CUHIIPOMBI, B TaTOreHe3e KOTO-
PBIX KJIIOYEBBIM 3BEHOM SIBJISIETCS HapylIeHUE MO-
JICKYJISIDHBIX MEXaHM3MOB PeTyJsiliMi BOCHaJECHUS
(Tabsa. 7). B 3aBUCUMOCTH OT MEXaHU3MOB Cpey ay-
TOBOCITAIUTEILHBIX HAPYIICHWI BBIICISIOT WHTEP-
depoHomaTum 1-ro Turma, nedekTbl MHGIAMMACOMBI
U COCTOSIHMSI C Heil He cBsi3aHHble. B 3TOii rpynne
npencraBiieHO 44 HO30J0rMYecKUX cuHapoma u 40
BepU(UILIMPOBAHHBIX TEHOB.

BocbMmasg rpynna oobeauHsieT aedeKThl KoOMILIe-
MeHTa (Tabu. §8), cpear KOTOphIX MO (DEHOTUIINYE-
CKHMM MPOSIBIICHUSIM MOKHO BBIICJINTD IBE TPYITITHI —
C MOBBIIIIEHHON YYBCTBUTEIBHOCTBIO K MHMEKIIUSIM
u 6e3 Takoil BocripuuMuuBOCTU [8]. TToBbIlIEHHAs
BOCIIPMUMYUBOCTh K HeMCCePUaATbHBIM MHMEKITISIM
HabomaeTcst, Harpumep, npu JeUIINTe KOMIIO-
HeHTOB KomiuieMeHTa C5-C9, K IMMOreHHBIM WH-
dexuam — nipu aedunnte drukogmHa 3. g apy-
ro 4acTU CHUHIPOMOB XapaKTepHa CUMIITOMaTHKa
cucteMHoIi kpacHoit BosiuaHku (CKB) — aTo nedpu-
Ut C1-C2 ¥ T.I1., aTUITMYHOTO TEMOJIUTUKO-YPEMU -
yeckoro cuHapoma (aeunut pakropa H u T.11.) vwiu
IPYTUX CIIeIU(UICSCKNX MPOSIBIICHUN, KaK, HAIIPU-
Mep, HACIeACTBEHHBIM aHTMOHEBPOTUYCCKUI OTEK
npu nepunure Cl-unrnouropa. B atoii rpyrire Bce-
ro npeactaBieHo 30 HO30JI0rMYECKUX CUHAPOMOB U
37 reHoB.

HeBsaTas Tpymia — HoBas U KiaccuuKalmm
NEePBUYHBIX WMMYHOIEe(UIINTOB, OTHAKO B HeEit
TIpeaCTaBIICHbl yXKe paHee WM3BECTHBIC CHHIPOMBI,
B TOM YMCJIE pa3jiM4YHbIe TUIBI aHeMuu PaHKOHMU,
BPOKIEHHBIC MTUCKEPATO3bl WU CUHIAPOMBI KOCTHO-
MO3roBOil HeaocTaToyHocTU (Tadjy. 9). B Tabnuue
NpeacTaByieHO 43 HO30J0TMYecKUX cuHapoMa u 40
COOTBETCTBYIOIINX I'¢HOB.

Hecstast rpynna — (GeHOKOITUH TIEPBUYHBIX M-
myHonedunuToB (tadi. 10). B opurnHanbpHOI cTa-
The aBTOPOB KJacCUMUKAIIUY AecsiTasl TpyIiia Mmpe-
cTaBjieHa JBeHaIllaTbl0 CMHAPOMAaMHu, HO Ha caiite
TUIS B 3arpyxaemoii 6a3e JaHHBIX JaHHas Tabaula
otcytctByeT [13]. Teopetuuecku, GeHOKOMUU MOTYT
OBITh CAMBIMHU Pa3HOOOPA3HBIMH, B TIEPCIICKTUBE Ha-
OJTIOICHMIT TIOBTOPSISI BCE TIEPEUMCIICHHBIC B IPYTUX
rpyIiax nuario3sl. @eHOKOIIMK MOTYT ObITh BbI3Ba-
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HBI KaK MyTallsIMU B COMaTUYECKMX KJIETKaxX, TaK 1
yepe3 MEXaHU3Mbl CUHTE3a ayTOAHTUTEI, TIPUBOIS K
U3MEHEHUIO ONpeae/IeHHbIX (QyHKIMNI U hopMUpysT
pa3BUTHUE ITAaTOJOrMU. MyTallud B COMAaTHUYECKUX
KJIETKaX MOTYT MOSIBUTHCSI HA paHHEM CPOKE SMOpPH-
OHAJIPHOTO Pa3BUTHS, M TOTJA KIMHUYECKUE IIPO-
SIBJIEHUSI MOTYT HayaThCs C JETCTBA JIMOO B JIIOOOM
JIPYTOM BO3pacTe, BBI3bIBasT IPOSIBIICHUSI TIPU3HAKOB
HacJeACTBEHHON MaTojoruu. OaHako MallMeHT He
CMOXET TepeaaTh CBOM TeHeTUYeCKMU nedeKT IO
HACJICACTBY, OH HE MOJyJal €ro OT POXUTEsIeii, HO
KJIIMHAYECKass CUMITOMATHKA OyIeT COOTBETCTBO-
BaTh FreHETUYECKOMY Ne(heKTY TepMUHATUBHBIX KJe-
TOK. A mpuMepoM (heHOKOITMH, acCOIMMPOBAaHHOM
C ayTOaAHTUTEJAMU, SIBJISIETCSl ayToarpeccusi MpoTUB
COOCTBEHHBIX MHTEP(HEPOHOB, KOTOPHIMU OOBSICHSI-
erca TsokecTh TedeHust SARS-CoV-2 nmHdeknm y
HeKoTopbix nanueHToB ¢ COVID-19 [5]. CBsa3biBa-
HUE COOCTBEHHBIMU aHTUTEJIAMU ITUTOKWUHOB MMM~
TUPYET WX BPOXICHHYIO HEIOCTaTOYHOCTb, HO HE
TpeOyeT TaKOro paauKaabHOTO JIeUEHUS, KaK TpaHC-
TJIaHTAIMsI TeMOMOATUYECKUX CTBOJIOBBIX KJIETOK.

B xiaccudukanmm IpenctaBiIeHBl MHOTOUYMC-
JICHHBIC TIPUMEPHI, B KOTOPBIX HACJIeIOBAHHE MO-
JKET OBITh M ayTOCOMHO-JOMUHAHTHBIM, 1 ayTOCOM-
HO-PEILECCUBHBIM TIPM OJHOMW M TOM Xe MaTOJIOTUH.
[eTepo3urotHoe BAMSIHME ayTOCOMHO-PELIECCHBHOM
MaTOJIOTUU OOBSCHSIETCSI TallJIOHEAOCTaTOYHOCTHIO,
Ipu KOTOPOM, HECMOTPSI HAa MNPUCYTCTBUE IHUKOTO
(HOpMaJIbHOT0) TeHa B OMHOM 13 ajuiesieil, ero pyHK-
U HEAOCTATOYHO JUISI BBIPAOOTKU HYKHOTO KOJIM -
yecTBa Mpoaykra 3toro reHa [15]. B kmaccuduka-
UKW TIEPEYUCICHO HECKOJIbKO T€HOB, UISI KOTOPBIX
M3BECTHBI pa3Hble CHOCOOBI HacjemoBaHUs. Tak,
BBIZCJICHO 35 TeHOB, I KaXKIOT0 U3 KOTOPHIX OBLIN
BBISIBJICHBI pa3/IMYHBIC BapHaHTHl HACICOOBAaHUS, B
TOM yucie 15 reHoB, nedeKTbl KOTOPbIX MPUBOAST K
pa3HbIM (peHOoTUIIaM — ¢ TToTepeid pyHKuuU (loss-of-
function, LOF) unu ¢ ycunenuem yHkuum (gain-
of-function, GOF): C1R, C1S, C3, CARDI11, CFB,
IFIH1, IKBKB, JAKI1, NLRP1, NLRP3, RAC2,
STAT1, STAT3, WAS, ZAP70. Kpome TOoTO, B KJ1ac-
cudUKaIIMN OCTATNCh TTIepeUYrCIeHbl HEMOHOTEHHBIE
nedeKThl, BBI3BAHHbBIC JICJICIIMEld XpOMOCOM, a TaK-
K€ IMArHO3bl C HEU3BECTHOM T€HETUYECKOM MPUPO-

moit. OgHaKoO M3 JaHHOW Kiacch@uKanny, Kak U B
MpeObIAYIICe, OBITM MCKITIOYeHBI cuHApoM OMEHH
u cuHapoM Mapmamta. Madopmanus ob6 3Tux HoO-
30JIOTUYECKUX CUHIApOMax OydeT MpeacTaBiieHa Io-
cJie TaOJMII COOTBETCTBYIOIIMX TPYIIT BPOXKIESHHBIX
OlIMOOK UMMYHUTETA.

Hiwke MBI TIpencTaBisseM TOIHBIA TIEPeBOMd Ta-
OonI KiIaccu(UKALIMM Ha PYCCKOM SI3BIKE, Mpel-
craBiaeHHbIX [UIS mj1s1 cBOOOAHOrO MCIOJIb30BaAHUS
Ha ux oduimaibHOM caifte [13] U B COOTBETCTBY-
foreit myoaukauuu [18]. Iass HEKOTOPBIX COKpa-
IIEHUN Ha3BaHUM CUHIPOMOB [aH pPa3BEPHYTHIA
TepeBO/I, TTIOMOTAIOIINI YK€ TP €TI0 IIPOITCHUM IT0-
HSTbH CYTh ITATOJIOTUH. B HEKOTOPHIX CIIydastx B OpU-
TMHAJILHOM BapWaHTe aBTOPHI yKa3ajll W3MEHEHMUS
KJIETOYHOTO COCTOSIHUSI B KOJIOHKE OCOOEHHOCTU
CUHApOMA, a HEe B KOJIOHKE COOTBETCTBYIOIINX KJe-
TOoK. B Takux ciiydasix Mbl 100aBUIN MHGOPMAILIAIO
B COOTBETCTBYIOIIYIO IIYCTYIO STYCUKY. Takke IIst
yao0CTBa MCITOJIb30BaHUS B KOJIOHKAaX O OPYTUX BO-
BJICUCHHBIX KJICTKAaX WA OCOOCHHOCTSIX CUHIPOMOB
B HEKOTOPBIX CiIyyasx J00aBjieHa AOIOJHUTEIbHAs
nHboOpMals, BbIACIeHHAs KypCUBOM, JaeTCsl CHO-
CKa Ha UCTOYHHMK. B 4eTBepTOil KOJIOHKE yKa3aH KOJ
OMIM — onnaiiH-0a3bl JaHHBIX MEHIEJIEBCKOTO
HacJienoBaHUs y yejoBeka [2]. Bocnonb3oBaBLIMCH
3TUM KomoM Ha caiite OMIM (https://www.omim.
org/), MOXXHO HalTU MoapoOHYyI0 MHGMOPMALIUIO 1O
oosieaHu unu reHam. Eciu Homep OMIM ewie He
BbIIAH IS OMNpPEAe/ICHHOTO CHHIpPOMA, TO IIPEIo-
CTaBJIEHHBIA HOMEpP OOBIYHO OTHOcUTCI K OMIM
JUTS 5TOTO TeHa. B mociienHelt KoJToHKe MpeacTaBieH
kon nmo MKB-10. CHocku, pacumn@poBbIBalOIne
MHOTOUYMCJIEHHbIE 0003HAUEeHMSI, JaHbI B KOHIIE BCEX
TaOIuII.

MBE1 HameeMcs, 4TO TaHHBIN TIePeBOI 1 KOMMEH-
Tapyuy TOMOTYT MPAKTUKYIOIINM BpadaM U HCCJIe-
JIoBaTeJIsSIM B OOJIAaCTH NeauaTpUU, KIIMHUICCKOM
1  (pyHIAMEHTAIBHOW WMMYHOJIOTUM, TEHETHKH.
IIpencraBneHHas kjaccudukanus — yIOOHbBIA MH-
CTPYMEHT IUISI OIpeAeeHUsT HalpaBJIeHUsI TUarHo-
CTUKM, BBIOOpA CTAaHIAPTU3UPOBAHHBIX MCCIEIOBA-
HUI, pa3pabOTKN IMAaTHOCTUYCCKUX PeKOMCHIAIIIIA
W UIST UCCICAOBAaHUIT MMMYHOJIOTUYECKIX MEXaHN3-
MOB Pa3JIMYHOM MAaTOJIOTHUU.
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