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1zLOKTop MEIULUHCKUX Hayk, Ipogeccop,
3aMECTUTEIb IUPEKTOpa MO HAYIHOH
pabote PecryOnrkaHCKOTO
CrienmanusupoBanHoro Haydxo-

AHHOTauua: B nmaHHOW cTarhbe aBTOPHI AHAIU3UPYIOT
JIaHHbIE ~ COBPEMEHHOW  JUTEpaTyphl IO  BOIpOCaM
ayTOMMMYHHBIX TOJHUTIAHAYIApHBIX cuHApoMoB (AIIC).
[IpuBenen aHanM3 [AAaHHBIX 10 PACIPOCTPAHEHHOCTH,
naToreHesy, KiaccupuKaluu, KIUHUKE , JHArHOCTHKE
ATIC.

Ha ocHOBaHuU BBHIMOJIHEHHOTO aHAIW3a JUTEPATyphI
aBTOPBI MPULUIK K 3aKIIOYEHUIO, YTO B HACTOSILIEE BPEMs
HET €IMHOT0 MOJIX0/1a K aclieKTaM JTUarHOCTHKU U JICUCHUS
pazmumunbix ¢opm AIIC, ectb Tombko 1 KIMHUYECKHE
pexomennauuu. [loaromy nanHoe HampaBieHUE HYXAaeTcs
B JIaJIbHEHIIIEM U3YUCHUHU.

[Ipaktuueckoro Memaumnuackoro Lentpa
Oupokpunonorun M3 PY3 umenu aka.
E.X. Typakynosa, oTnencaue
HEHPOIHIOKPHHOIIOTUN U XUPYPTHH
runodusa, Camapkanackuii O6macTHOM
DHJIOKPUHOJIOTUIECKUH JUCTIaHCEeP

Kniouesble cnosa:
CUHIpOM, 0030p.

AyTOMMMYHHBIM MOJIUTIIAHTYJISIPHBII

2 .

rinaBHbIN Bpau CaMapKaHICKOTO
O06nacTHOTO DHAOKPUHOIOTHIECKOTO
JHCIaHcepa

AKTYaJIbHOCTb. AyTOUMMYHHBIE TIOJMUTTaHAY s pHBIe cHHAPOMBI (AIIC) onpenensioTes Kak HaIuIne
JIBYX ayTOMMMYHHBIX SHIOKPHHHBIX 3a0oieBaHuil. JlmarHoctudeckasl Lelb COCTOUT B TOM, YTOOBI
BoIsiBUTh AIIC Ha paHHEH cTaguu C MPEUMYIIECTBOM MEHEE YacThIX OCIOXKHEHHH, 3((PeKTuBHOU
TEparuy W JIy4lIero MporHo3a. ITo TpedyeT, YTOOBI MAIMEHTHl M3 TPYIBl PUCKA PETYISIPHO
MPOXOIUIM CKPUHUHI Ha CYOKJIMHUYECKHE SHAOKPUHOMATHU A0 HMX KIMHUYECKUX MPOSIBICHUH.
VY4auThIBas BBICOKYIO YacCTOTY OJHOW MM HECKOJBKHUX SHIOKPHHONATUN y POACTBEHHUKOB IEPBOU
crenenn poxactBa mnanueHToB ¢ AIIC, wieHbl ceMbU MOJDKHBI PEryIspHO MPOXOAUTH CKPUHUHT,
IIOCKOJIBKY Yy HUX TaK)K€ MOTYT Pa3BUThCA ayTOMMMYHHBIE d3HI0KkpuHonatuu. [16,40, 12, 23,17, 27].

AKTyaJIbHBIM JIJI1 CBOCBPEMCHHOM JMAarHOCTHKW Ha paHHEH CTaguM SBJISICTCS CKPUHHHT Ha
MOJIUTJIAHAYISIPHBI  ayTOUMMYHHUTET Yy TAIlMeHTOB C MOHOTJIAHIYJISPHBIM ayTOMMMYHHBIM
3a0oeBaHMeM W / WM POJCTBEHHHUKOB IEpBOi cTemeHu pojactBa mnanueHToB ¢ AIIC. HauGoinee
pacnpoctpaneHHbIM THIIOM AIIC y B3pOoCbIX sIBIIsSIETCS codeTaHue auabdera | TUma ¢ ayTOMMMYHHBIM
3a00J1€BaHUEM IITUTOBUIHOM xene3bl. [15, 1-8].

AyTOMMMYHHBIH TONUTIaHAyspHbId cuHapoMm | Tuma (AIIC-1) - 3TO moaTMH ayTOMMMYHHOTO
MOJIMPHJOKPUHHOTO CHUHJPOMA, XapaKTepPU3YIOLIUICS OJHOBPEMEHHOW WM IOCIEI0BaTEIbHON
JUCYHKITMEH HECKOJIBKUX YHIOKPUHHBIX MM HEIHJIOKPUHHBIX xkene3. Knunnueckuit quarnos AIIC-
1 0OBIYHO OCHOBBIBACTCS HAa HAJIMYMM, TIO KpalHEH Mepe, JBYX M3 TPeX CICAYIOIHNX KPUTEPHEB:
XPOHUYECKMHA KaHIUI03 KOXKHO-CIIM3HCTBIX O0OJOYEK, THUIONapaTUpeo3 M HAIAMOYEYHHKOBAs
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HEJIOCTAaTOYHOCTh. MyTanmmu reHa ayrouMmmyHHoro perynaropa (AIRE), pacmonoxenHoro Ha
xpomocome 21q22.3, npusHansl npuunHoit AIIC-1. [14].

JIMarHo3 K1acCUYeCKHd CTABUTCS HA OCHOBAHMHM HAJMYWS KaK MUHUMYM JIBYX H3 TPEX «OCHOBHBIX)
KpUTEpUEB TpHaabl YuTakepa (KaHIUA03, ayTOMMMYHHBII THMIONApaTHPEO3 M HaAIOYEYHHKOBAS
HEIOCTaTOYHOCTh). Hamnune omHOro KpuTepusi OBUIO JOCTaTOYHBIM, €CIIM paHee ObUI MOCTaBJICH
nuarno3 Opaty wim cectpe. OMHAKO, HEKOTOpble AaTUIUYHBIE WM CJIa00 CUMITOMATHYECKUE
BapHaHThl 3TUM KPUTEPHUSM HE COOTBETCTBYIOT. DaKTHUECKH MOTYT Tpeo0IaaaTh MUIIEBAPUTEIBHBIC
(ManmpabcopOrus, TEPHUIMO3HAS AHEMHS, TeMaTUT), KOXHbIE (aJOMEeIus, BUTUIUTO, IUCIUIA3HS
AMajM) Wik 0TaaIbMOJIOTHYECKUe (KepaTUT) KOMIOHEHTHI [29].

W3ydeHnne 3Toro cCMHApPOMA Ha MpUMEpe Y30CKCKON MOMYISAIUN MPEICTaBISIeTCS HaM aKTyallbHbIM He
TOJIBKO JIs1  Y30eKucTaHa, HO W Ul MHUPOBOM HayKH, MOCKOJBKY BHOCHUT CBOIO JIETITY B OOLIYIO
KOMUJIKY 3HAHUN 00 STHOJIOTUU U MMAaTOTEHE3€ ITOTO CIOXKHOTO U PEIKOTO 3a00JIeBaHUSI.

PacnpocTrpanennoctb. Camast 6ombias koropra naiueHToB ¢ AIIC-1 B Mupe ¢ caMbIM JUTUTEIILHBIM
nepuooM HaOmoeHuss Oblla TpeacTaBieHa (UHCKOM TPYNIoOW YUYEHBIX TOJ PYKOBOJCTBOM
npodeccopa SA.Ilepxeentyna (J.Perheentupa), uwacrora Bcrpewaemoctn AIIC-1 B ®unnsnauu
coctraBuia 1:25000 nacenenus. [10]

[Tockonpky AIIC 1 Thma OTHOCHUTCS K YPE3BBIYAMHO PEAKUM 3a00JICBAaHHMSAM, TO HCCIICIOBAHUS Ha
OOJBIIUX BBIOOPKAX MPEACTABISAIOT OONBIIYI0 MEHHOCTh. Camasi Ooiblias Trpymnmna MMalueHTOB,
Kotopas wu3ydamack B Duninsamauu, Brmovyaer B cebs 91 mamumenta. Bcero B mupe 1o
OIMyOJIMKOBAaHHBIM JTaHHBIM OMUCaHO OK0I0 400 MAMEeHTOB C ATHUM CHHIPOMOM Pa3HBIMU TPYIIIAMH
uccnenonareneit uz Gunnsuauu, Hopserun, Cnosennn, Mtamuu, [Honsmu, CIUA, Upnanauu [6].

B nexoropeix momymsmusx AIIC 1 Ttuma BcTpedaeTcssi ¢ OTHOCHTENBHO BBICOKOW HacTOTOU (cpenu
npaHckux eBpeeB - 1:9000 HoBopoxknenubix, B Capauaun (FOxuas Utamus) - 1:14000 , B Ouansaaum
1:25000 [129]). B Poccuu wacroTa 3Toro 3aboneBaHus HEM3BECTHA. [S].

HaubGonee pacnpocTpaHeHHBIMH ayTOMMMYHHBIMH SHJOKPUHHBIMH 3a00JIEBAaHUSMU  SIBIISIFOTCS
caxapubii quaber 1 tuma (ayroummyHHbId) (CA1) m ayrouMmyHHBIE 3a00JIEBaHUS IUTOBHIHON
xene3nl (A3IDK). [25]. B paznuunbix uccnemoBanmsax A0 44% mamuentoB ¢ CJI1 Obumm
MTOJIOXKUTEILHBIMU Ha aHTHTENIA K IMUTOBUIHON kene3e (TAb) (aHTHTENna K THPOMIHON MEPOKCHIa3e
[TPO] u / unu tupeornodymuny [Tg]). CoBmectrHoe BoznukHoBeHue CJI1 u A3IIK y ogHOro u TOTro
Ke dYeloBeKa KiIacCHPHUIMpPyeTcs KaKk OJWH M3 BApUAHTOB AayTOMMMYHHOTO TMOJUTIAHAYJISIPHOTO
cuaapoma 3 THna (AIIC-3). Dnuaemuosiorndeckue naHHble, BbimonHeHHbIe B CIIA wu
BenukoOpuTanum, MOATBEPKAAOT 3HAYUTEIBHYIO OOIIYI0 T€HETHUYECKYIO MPEAPACIOI0KEHHOCTh K
CI-1 n A3IDX. K Takum xe BbIBOAAM MPUILLIN APYTrue UHAUNCKUE aBTOPHI [37].

B uccnenoBanuu yuactBoBan 461 mamueHt ¢ caxapueiM quaberom 1 tuma (CZI1) B Bo3pacte ot 1 1o
19 ner. Exerogno onpenensimu TTI, cBoGoanbIi THpOKCHH, ayToanTtuTena Kk TIIO u ayroanturena
tupeorinodynuny. AIIC III 6s1 quarnoctupoBat y 14,5% nereii: AIIC IIHA (C/{1 1 ayrouMMyHHBIi
tupeouuT) Obul BeisiBIIEH y 11,1%, a AIIC III C (CAl u apyrue ayrouMMyHHbIE 3a00JI€BaHMUS:
nenuakus, FOUA, ncopuas u Butunuro) - y 3,5% ngereit. AIIC IIIA Obut Gonee pacrpocTpaHeH y
JIeBOYEK, YeM y MaJb4ukoB - 78,4% mpotus 21,6% (p <0,05). AIIC III nabmronancs B Bo3pacte oT |
roga 0 5 ner y 66,6% nereil; yactoTa CHMKalach B MOCIENYIOLUIME TOAbl U TOCIEA0BATEIIbHO
YBEJIMYMBAJIach B OJPOCTKOBOM Bo3pacte A0 22,7%.[19].

Benrepckue aBropbl BHIIOJHWIKW MeTaaHanu3 pacrpoctpaHeHHocTd AIIC. B srom wmeraananuse
OblJ1a M3y4YeHa paclpOCTPAHEHHOCTh aCCOMUPOBAHHBIX ayTOMMMYHHBIX pacctpoiicTB B PAS II u 11
[19]. Bcecroponnmii mouick B 6a3zax manHbiXx MEDLINE um Embase BoisiBun 479 wucciiemoBaHuii ¢
kimoueBbiME ciioBamu AIIC II u ATIC III. 18 mcrounmkoB coaepkan B oOmieit cimoxxHocta 1312
naruentoB. Pasmmune mexy AIIC II u ATIC III 6but0 poBeneHo B 842 cioyvasx, u3 KOTopsix 177 u
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665 6 PAS II u II (21,1 mpotuB 78,9%) coorBercTBeHHO. PacnipocTpaHeHHOCTh THPEOUIUTA
XamuMoTo OblIa 3HAYUTEIBHO BHIIIE, YeM pacrnpocTpaHeHHocTH Oojie3nu I'petiBca (39% [95% AU
17-65%] npotuB 4% [95% AN 0-10%], coorBercTBeHHO; p = 0,001). B AIIC II 60one3nr Anancona
(BA) cocymectBoBasia ¢ AITD, TIDM wnu komOuHanumen 3Tux coctosHuil B 65, 18 u 10% ciydaes
COOTBETCTBEHHO.

IMatorene3. AIIC 1 Tuna HacnemayeTcs O ayTOCOMHO-PEIIECCUBHOMY THUITY M O0YCIIOBJICH MYTAIHSIMHU
B reHe AIRE. I'en AIRE Obut kaptupoBan B 1997 rogy aByms rpynmnamu ydeHbix. [IpomykTom s3Toro
TeHa SBIETCS OCJIOK, KOTOPBIM OTHOCUTCS K TPYIMIe TPaHCKPUMNTOPHBIX (AKTOPOB W
MPENINONIOKUTEIHHO  Y4acTBYeT B  PErysilUd ayTOUMMYHHOro oTBeta. DyHknus Oenka
«ayTOMMMYHHOTO PEryJsiTopay Ha CEroJHSAIIHUNA JeHb /10 KOHIA He scHa. K HacTosmemy BpeMeHu
omrcano Oosiee 50 paznuunablx myranuid B reHe AIRE. [[ns xaxmol monmyssiue XapakTepHBI CBOU
gactele MyTraimuu. OmHUMH U3 HaumbOoJee pachpOCTPAHEHHBIX SBISIFOTCS MyTtamuun R257X wm
C322£sX376 [19].

AytoummyHHBIH perymsiTop (AIRE), myramus reHa KOTOPOTO CUMTAETCS MPUYHUHHBIM (HDaKTOpOM
ayTOMMMYHHOTO ToJiriaHayisipHoro cuaapoma 1 tuna (AIIC-1), sBIseTcsl BaXXHBIM PETYISITOPOM
TpaHckpunuuu. McecnenoBanus ponu AIRE B LEHTPAJIbHOU MMMYHHOU cucreme
npoaeMoHcTpupoBainu, 4to AIRE Moxker ycTpaHsaTh ayTopeakTuBHblE T-KIETKH, peryaupys
AKCIIPECCHIO PsAZla TKAaHECTICU(PUUESCKIX aHTHTEHOB OECMOPSAI0YHO B MEIYJUISPHBIX SMUTEIAATHHBIX
kierkax tumyca (MTEC) w wuHaynmupys mnpoaykiuito perynstopHbix T-kimetok (Treg) mo
MOAJICPXKUBATh LEHTPAIbHYIO HMMYHHYIO TOJIEpaHTHOCTh. OnHako, wuccinenaoBanuii AIRE 1o
nepudepudecKkoi ToepanTHOCTH Masio [13].

AYTOMMMYHHBIM TMOJUTJIAHAYJIAPHBIA CUHAPOM TUNA | SBiseTCS pe3yabTaroM MYyTalil B TEHE
ayroummyHHoro perynsaropa (AIRE) B nokyce 21q22.3, koTopslii koaupyeT O0enok maccoit 54 k/la,
KOTOpPBIA NPUCYTCTBYET B JMNUTEIMAIBHBIX KJIETKax sApa THUMyca M Y4YacCTBYET B KOHTPOJIE
HEHTPaTbHBIX U IEpUPEPUICCKUX HIMMYHOJIOTHYECKHUX 3a001eBaHuid. [26].

3a nocnenaue 50 ner ObUIM ompeneneHbl TpU OCHOBHBIX Kiacca AIIC, a Takke ompeneneHbl ux
XapaKTepUCTUKU U HaclieAyeMocTb. B TO ke Bpems uccieloBaHUs UMMYHOJOTUYECKHUX OCHOB 3THX
CHHIPOMOB TpPEAOCTaBWIM  (YyHAAMEHTAIbHYI0 HMH(QOpPMALUIO IS TMOHHUMAaHUS HMMYHHOU
perynsiuu. ['eHeTHUecKuid aHaiau3 ManyMeHToB W wieHoB ux cemeil ¢ AIIC tuma 1 (ayrouMmyHHast
MOJMAHJOKPUHONIATHS, KaHIU03, S3KTOAEpMalibHas AUCTPO(Hs) BBLIBHI TI'€H ayTOMMMYHHOTO
perynstopa (AIRE), koTopbelii ympaBiseT SKCIpeccueidl mnepudepruuecKux TKaHecTenu(puaecKkux
AHTUIEHOB B KJIETKAaX THMYyCa M HMMEET pEIIAoLee 3HAuYEHUE IS Pa3BUTHS CaMOPETYJISALMH.
TOJIEPAaHTHOCTh. MyTanuu B 3ToM rede BoizbiBatoT AIIC tuna 1. Hanportus, MccnenoBanust AIIC tuma
2 chIrpajii BaXXHYIO POJb B MOHMMAHUHM POJIM YEJIOBEUECKOro JieHKouuTapHoro anturena tuna Il u
POJICTBEHHBIX MOJIEKYJI B MAaTOT€HE3€ IMOJIMIeHEeTHYECKUX ayTOMMMYHHBIX 3a00JIeBaHUN, TaKUX Kak
muaber tuna 1A. IMMyHHass AMCOYHKIMS, IMOJUIHIOKPUHOINATHS, SHTEpONaTHsi, X-CIETJICHHbIH
CUHJIPOM, KOTOPBIM BBI3bIBAaETCS MyTalusiMu B reHe P3 Ookca BUIIKH, cTajla MOJEIbIO JJI U3YUECHUS
Ouosioruu perynsaTopHsix T-knerok. [22].

Knaccupukauusa.. B 1980 rogy Ha cummnosmyme, NOCBSIIEHHOM AayTOMMMYHHBIM —acleKTaM
SHIOKPHMHHEIX Gonesneii B Hyio-Mopke, Neufeld, Maclaren u Blizzard npemnoxumy kiaccu(puKamuio
ayTOMMMYHHBIX TIOJUIHAOKPHHHBIX CHHAPOMOB [33], B KOTOpO# BIepBbie ObUIH CHOPMYITHUPOBAHBI
KIIMHUYECKUE KPUTEPUU JUATHOCTUKU KAHJUIOMOIUIHIOKPUHHOTO CHHIAPOMA, WJIM ayTOMMMYHHOTO
MOJUAHAO0KpUHHOTO cuHapoma 1 tuna, AIIC 1 Ttuna:

AIIC 1 tuna XpoHMUYECKHMH KaHAWA03 KOXHM M CIM3HCTBIX [‘unomnaparupeo3 XpoHUYecKas
HaJMOYeYHUKOBas HegocTaTrouHoCcTh (XHH)

AIIC 2 tuna XHH u XAUT wn/unu caxapHslii quadet
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AIIC 3 turma AUT u mobas apyrast s3HA0KpuHONaTHs, kpome XHH

B HacTosmee BpeMs Ha OCHOBaHMM KIMHMYecKOM KapTuHbl AIIC nensitcs Ha 4eThlpe pas3HbBIX
tuma. Tum 1 - 3TO MOHOTEHHBI ayTOMMMYHHBIM CHHIPOM, KOTOPBIM BBI3BIBaeTCS AeHEKTOM TEeHA
AIRE, pacnonoxxeHHoro Ha xpomocome 21. Ero ocHOBHbIE KOMIIOHEHTHI BKJIIOYAIOT KaHU/103 KOXKHO-
CIIM3UCTBIX 000JI0YeK, runonapatiupeo3 u OosesHp Anaucona. Tum 2 ompenensercss Kak COYeTaHue
ayTOMMMYHHOM HEJIOCTaTOYHOCTH HAAMOYEYHHKOB C ayTOMMMYHHBIM 3a00JIeBaHHEM IIHUTOBHIHON
XKene3bl M / uinu caxapHpIM guaberom | Tuma. Tum 3 COCTOMT M3 ayTOMMMYHHBIX 3a00JIeBaHUMN
LIUTOBUIHOM JKEJE3bl, CBSI3aHHBIX C APYTMMHU ayTOMMMYHHBIMU COCTOSIHUSMM, 3a HCKIIOUEHHEM
Oone3nn Anaucona. OcranbHble ayTOMMMYHHbIE€ KOMOHMHALMM, HE BOLICALIME B HpPEIbLAYIIHE
Ipynmnsl, OTHOCATCS K 4 Tumy. [35].

AyTOMMMYHHBIA TONUTIAHAYIApHbIA cuHapoM, Tun 1 (AIIC-1, Takxke W3BECTHBIM KaK CHHIPOM
VYurakepa, cunapom bimzzapaa ¥ CUHAPOM ayTOMMMYHHOTO MOJMIJIAHAYJISPHOTO KaHAMI03a-
sktoaepmasibHoi auctpodun - APECEDS) - 310 penkuii CMHIPOM ayTOMMMYHHBIX MOJHOPTaHHBIX
3a00NieBaHUH, HApPSATY ¢ OJIACTOMHUKO30M U IKTOJIEPMATIbHOM nucTpodueii [26].

Tepmun «TUpeoracTpaJibHBIA CHHAPOMY» ONPEACISCT CBS3h MEXKIY ayTOMMMYHHBIM 3a00JIeBaHHUEM
IIUTOBUTHOM KEJIE3bl U XPOHUYECKIM ayTOMMMYHHBIM TacTputoM (XAI'),  oH ObLIT BIIEpBBIC OMHCAH
B Hadane 1960-x romos. CoBceM HEAaBHO 3Ta accomMalus OblLIa BKIIOYEHA B TOJUTJIAHIYJSIPHBIN
ayTOUMMYHHBIH cuHIpoM Tuna IIIb, B KOTOpOM ayTOMMMYHHBIH THPEOUIMT SIBISAETCS OCHOBHBIM
3abomeBanuemM. [31].

PacripocTpaHeHHBIMU @yTOMMMYHHBIMH NOJIMIVIAHAYISPHBIMU CUHIpoMaMu siBisitoTcst PAS-1, PAS-2
n X-CBA3aHHas NOJUAHIAOKPUHONATHS M HHTEPONATHS C HApYLIEHUEM pEryssllMM HMMYHHUTETA
(IPEX). HenaBHo mosiBuiach HOBasi KaTEropus. ITO ATPOTCHHAS MOJMAHIOKPUHONATHS, BbI3BaHHAs
MIPUMEHEHUEM UMMYHOPETYIISTOPHBIX CPEJCTB Y OHKOJIOTHYECKUX OOBbHBIX [18].

JByms Hanbosee BaxHbIMU (popmamu ATIC SBISIOTCS IOBEHUIBHBIN U B3pOCIbIid TUITBI. KOBEHMITBHBIH
tun (AIIC Tun 1) BeI3BIBaeTCS MyTalMsIMU B TeHE ayTOoMMMYHHOTO perymsitopa (AIRE) na xpomocome
21, mposiBnsieT TeorpaduuecKue pa3Iudus B 4acTOTE BCTPEYACMOCTH U OINPEACISETCS COYETAHHEM
KO)KHO-CJIM3UCTOTO KaHIUa03a, 00yie3Hn AnaucoHa W rumomnapatupeosa. Kpome Toro, Taxke moryr
BO3HUKATh CHHIPOM ayTOMMMYHHOU MOJUIHIOKPHHOMATHH-KAHIU032-9KTOACPMaTbHOU JUCTPOPUH
(APECED) wu npyrue ayroumMMmyHHBIE 3a0osieBanus. B3pocnas dopma PGAS (AIIC Tun 2)
MpEJICTaBIsSeT COO0N MYJIbTHTEHETUYECKOE 3a00JEBAaHUE, CBSA3aHHOE C HEKOTOPHIMH TalUIOTUIIAMH
HLA, BcTpeuaercs daie, 4eM IOBEHWJIBHBIM THI, TEMOHCTPHUPYET MpeobdiiagaHue >KEHCKOTo Ioja 1
MpOsBIIIET KOMOMHanuio auabera | Tuma, ayTOMMMYHHOTO 3a00JIeBaHUS UIUTOBUIHOM KeEIe3bl,
0oJe3Hn AIMCOHA U IPYTUX ayTOMMMYHHBIX 3a00JIeBaHui. [9].

AyTOUMMYHHBIH TOIUTIaHAYJISApHBIN cuaapoM 1 tuna (AIIC-1) Takyke U3BECTEH KaK ayTOMMMYHHas
MOJIMAHIOKPUHONIATUSA-KaH U 103-9KToAepManibHas  auctpodus (APECED). Oto  ayrommmyHHOE
3a0ojeBaHre, KOTOPOE XapaKTepH3yeTcsl TPHUANOM TruIonapatupeos3a, Oo0Je3HH AJAJUcoHa H
XPOHUYECKOTO KOMXKHO-CIAU3UCTOro Kanauao3a. AIIC-1 Bo3HuKaeT M3-3a MyTaluid B ayTOUMMYHHOM
perynstopaoMm rere (AIRE); k HacTosimeMy BpeMeHH OMHMCaHO OKOJO 60 pa3smUYHBIX MYyTaLUi; 3TO
MOTEHIMAJIbHO HEJAMAarHOCTUPYEMOE COCTOSIHME H3-3a PEJKOCTH M OTPOMHOM BapUaTHUBHOCTH €ro
nposiBienus. [lTomumo BeimeykazanHoi Tpuaapl, AIIC-1 MOXeT MpOSBIATHCS MHOXXECTBOM APYTUX
ayTOUMMYHHBIX  3a0osieBaHMM. J[narHo3  craBUTCS IyTeM OOHAapyKEHUsl aHTUTEN IHPOTUB
uHTephepoHa-oMera win HHTepdepoHa-anb(a WIK IMyTeM BBIABICHHS BbI3BIBAIONIMX 3a00JIeBaHHE
mytannii B rene AIRE.

Coueranue ayTOMMMYHHOH HEIOCTaTOYHOCTH HAANOYEYHHKOB C AyTOMMMYHHBIM 3a00J€BaHHEM
IIUTOBUTHOM JKene3bl W / WIM ayTOMMMYHHBIM caXxapHbIM jauabetoM 1 Tuma ompenenser
AyTOMMMYHHBIM TMOJHUINIAHAYJISAPHBIA cuUHApoM 2 Tuna. COCTOSHHS MOTYT BO3HUKaTh B JIIOOOM
MOpsAAKe, MW JOUArHo3 3aTpydHseTcsl W3-3a  Heclmeuu(pUYecKoro  xapakTepa CHMITOMOB
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HAAMOYEUHUKOBON HEJIOCTATOYHOCTH M THUIIOTHpeo3a. 3abojieBaHHe BCTPEYAeTCs HEYacTo, HO MpH
HUTHOPUPOBAHWUN AOHWArHO3a MOCJICACTBUA MOTI'YT 6I:ITI> OIIAaCHbIMHU MJId KU3HU. 3360HeBaHI/IH 061:1‘-1HO
MPUCYTCTBYIOT B CPEIHEM BO3PACTE, M )KEHIIUHBI CTPAAAIOT OT HUX Yalle, 4eM MyK4uHbI. [30].

AIIC-2 - 310 ayroMMMyHHOE 3a00JieBaHHE C TMOJUTCHHBIM HacienoBaHHeM. ETo Takyke Ha3bIBAIOT
cuaapomoM IlImuara u cungpomom Kaprnentepa. Knacrepuzanus HECKOIBKHX 3HIOKPHUHHBIX
3a00JeBaHUi y OJHOTO TMalMeHTa OblIa 3aJ0KyMEHTHpPOBAaHA 3aJ0JIT0 JIO TOro, Kak IMOSBUIACH
knaccudukamms [TAB. B 1926 r. lImuat onmy6nukoBan 2 ciydast 607e3H1 ATMCOHA U XPOHUYECKOTO
TUMQOIUTAPHOTO TUPEOUIUTA, U3BECTHOrO Kak cuuapom IlImwunra. [1ate ner cmycers, B 1931 rony,
PaynaTpu u CHenn cooOuuiam o mepBoM ciiydae 0oJie3HH ANJIMCOHA C THINEPTUPEO30M M CaXapHBIM
nnaberom 1 tuma (CII1). Beaven et al. paccmorpenu 66 ciydaes, a Solomon et al. paccmorpenu 113
ciydyaeB OonesHu AjaucoHa U caxapHoro auaOera. [laronoroanaToMuyeckoe HCCIEIOBAHUE
MOKa3aJo JIUMQOIUTAPHYIO HHPWIBTPAIIHIO JKeie3 B OONBIIMHCTBE 3TUX CIy4aeB, MOATBEPKIasi, YTO
3TO ayTOMMMYyHHOE 3a0oieBaHue. KaprieHTep moATBepAM CBA3b CaxapHOTo AuadeTa ¢ CHHIPOMOM
[IImuara B 0630pe 142 ciyuyaeB cunapoma IlImunra u BBen TepmuH cuHapom Kapnenrepa, KOTOpbIi
MpeACTaBIsieT coboi Tpuamy OOJe3HH ANAUCOHA, AyTOMMMYHHOTO 3a00JieBaHUs MIUTOBUIAHOU
xenessl 1 CJI. [18].

Knunuka.  Knunnueckas kaptuHa AIIC-1 MoxeTr BKIIOYATh JHAPEI0, CUMIITOMBI IUIOXOTO
BCAChIBaHMs B pe3yibTaTe arpoduu SHIAOKPUHHBIX KJIETOK JKETYJOYHOTO TpakTa U AUCHYHKIIHIO
MapUeTaJbHBIX KJIETOK, KOTOpas MOXET MPUBECTH K 3JI0KAYeCTBEHHOH aHeMuu. J[OmoJHUTENbHbIE
CUMIITOMBI MOTYT BKJIIOYaTh THIOINIA3MIO HMaJM, JUCTPO(PHUI0 HOITEH, CKIepo3 OapabaHHOM
MEPEeTNoHKH U MPHOOPETEHHYI0 JIeHKOoJAepMy. Y HEKOTOpBhIX MAaIMEeHTOB MOTYT HaOIoaaThes
BPOKJICHHAS aCIUICHUs, XKeTdeKaMeHHasi 0OJIe3Hb (BEpOSITHO, BHI3BAHHAS HAPYIICHUEM BCACHIBAHUS)
WM ayTOUMMYHHBIN remnatur. [26].

Kinunnueckas xaptuHa AIIC-1 1oBOJIBHO TOBTOPSIETCSA, XOTSA, KaK yKa3aHO, HE3HAUUTENbHbBIC WU
HeoObIuHbIE O0pa30BaHMsI MOTYT MPEIIECTBOBATH OCHOBHOW TpHazae B psiie ciay4yaeB. Y APYTrUX
MAIUEHTOB TsDKeTble POPMBI ayTOUMMYHHOTO TeTaTUTa, 3a00JIeBaHUS JIETKUX M KapIIMHOMA MOJIOCTH
pTa / muIeBoaa ycyryoJsroT TeUeHne 00JIE3HU U TIEPEXOAAT B OIMACHOE JUTsl )KU3HU COCTOsSIHHE. [36].

[lo nannbiM aBTOpOB W3 Mpnanguu, Cungpom AIIC-1 gumarHoctupyercss KIMHUYECKH 1O 2 u3 3
OCHOBHBIX  KpUTEPHEB; XPOHUYECKUI  KaHOUA03  KOXKHO-CIM3UCTBIX  000JIOYEK, TMEepBUYHBIN
TUNONApaTUPE03 U TMEPBUYHAS HEJOCTATOYHOCTh KOPHI HAJAMOYEUHUKOB. Y MHOTUX IAlMEHTOB BCE
Tpu 3aboneBanus pa3BuBaOTCA B Bo3pacte 10 20 ser. CylmecTByeT TakKe MMUPOKHI CIEKTP IPYruxX
COMYTCTBYIOIIUX COCTOSIHMH, BKJIIOYasi SHAOKPUHHbIE U HEAHJAOKPUHHBIEC NIPOsIBICHUS. B 3TOM cTaThe
naetrcs 0030p KIMHUYECKUX (DEHOTHNOB, HaONIOAAaeMbIX B meauatpuueckoi momyisuuu CeBepHOit
Wpnangnm 3a nocnemanue 30 jeT, moapoOHO M3 PETPOCIEKTHBHOTO 0030pa KIMHUYECKHUX 3aIlvce.
[38].

N3BectHO, uTO caxapHblii nuaber 1 tuma (CZ1) Bo3HHMKaeT B pe3yiabTare ayTOMMMYHHOTO
paspyuieHus] WHCYIUH-TPOAYLHUPYIOUINX OeTa-KIeTOK M XapaKTepU3yeTcs HaJIudheM HWHCYIUTa U
ayroaHTuTen K [-kiuerkam. [lpumepHo y TpeTH MalnMEHTOB pa3BUBAETCS ayTOMMMYHHBIN
nonurnanayasipabiil cunapom. Ot 15 no 30% cyowekroB ¢ C/I1 umeroT ayTouMMyHHOE 3a00JeBaHIE
IIUTOBUIHOM >Kene3bl (Oone3np Xammmoro wiu Oone3Hb ['peiiBca), y 5-10% amarHoctupoBan
ayTOMMMYHHBIN TacTput u / unu nepuunuosnas anemus (AIG / PA), y 4-9% umeercs riaroTeHoBast
6one3np (CD). 0,5% crtpanmator Gone3nbto Ammucona (BA), a or 2 mo 10% - BuTuamro. Otu
3a00JIeBaHUsl XapaKTEpU3YIOTCS HaJU4YMEeM AayTOAHTUTEN TMPOTHB THUPOUANEPOKCUAA3Bl (IIpH
tupeonnuTe Xamummoro), peunenropa TTI (mpu Oone3nu ['peiiBca), mapueTanbHBIX KIETOK HIIU
BHyTpeHHero (daktopa (st AIG / PA), TkaneBoii TpancriyramuHasbl (111 CD) u 2 1-ruapokcunassl.
(st AD). PexomenayeTcsi paHHee OOHapyKEHHE AaHTUTEN M JIATEHTHOH OpraHo-creru(uuecKon
IUCHYHKIMH, 4TOOBI IPEayNPEeAUTh Bpaueil 0 HEOOXOAUMOCTH MPUHATHS COOTBETCTBYIOIINX MEp IS
NPEJOTBPALICHUs TOJHOMACIITa0HOTO 3a0ojeBaHud. | umorupeo3 XammMOTO MOXET BBI3BAThH
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YBEJIMYEHUE Beca, THIEPIUNHUIEMHIO, 300 U MOXKET MOBIUATh HA KOHTPOJIb [uadeTa, MEHCTPYalHio U
ucxon OepemenHoctu. Hanporus, runeptupeo3 [I'peiiBca MoxeT BbI3BIBaTH MOTEPIO  Beca,
GuOpMILIALKIO TpecepaAnid, HEEPEHOCUMOCTh TEIUIa U OPTaIbMONATHIO. AYyTOMMMYHHBIM T'acTpUT
MOJKET MPOSABIATHCS JKene30Ae(pUInuTHON aHeMuel uin nedpuurom BuTaMmuHa B12 ¢ yromnseMocTbio
u Oose3HeHHOH HeBponatueil. KmmHuueckne npyu3Haky HeJuakiuy BKIHYA0T JUCKOM(OPT B KHUBOTE,
aHOMAJIMM  pocTa, Oecryiogue, HU3KYI0 MHHEpAJIM3alMI0 KOCTeH U Kenne30Ae(UIIUTHYIO
anemuo. HanmodeynnkoBasi HEIOCTATOYHOCTb MOXKET BBI3BATh PBOTY, aHOPEKCHUIO, TMIIOITIMKEMHIO,
HEJIOMOTaHHE,  YTOMJISIeMOCTb,  MBIIIEYHYIO  c1a0OCTh,  TUIEPKATUEMMIO,  THIIOTOHUIO, U
TCHEpAIM30BaHHAsl ~ TMIICPIUIMEHTANUA. 30€Ch  aBTOPBl  PAacCMOTPENM  PACIPOCTPAaHEHHOCTD,
NaTOreHeTHYeCKue (akTOphl, KIWHUYECKHE OCOOCHHOCTH M MPEUIOKEHUS IO CKPUHUHTY,
MoCJIeNyIomeMy HaOmoMeHni0 u JedeHuio mamueHToB ¢ CJ[1 w / wim  ayTOMMMYHHBIM
MOJINTJIAHYISIPHBIM CUHIPOMOM. [41].

CoBceM HEIaBHO OBLIO MOJATBEPIKICHO, YTO ayTOMMMYHHBIC 3a00JICBaHMS IIUTOBUIHON JKEJe3bl, B
YACTHOCTH THPEOHJIUT XaIIMMOTO, MOTYT 4acTO OBITh CBSI3aHBI C IPYTUMHU OPTaHOCHEIU(PUICCKIMH
MMMYHHO-OITOCPEIOBAHHBIMU PACCTPOMCTBAMH, TAKUMHU KaK ayTOMMMYHHBIA aTpO(QUUECKUN TacTPUT
WIH TeNMakus. Accoluanus TUpPEouauTa XalruMOTO ¢ ayTOUMMYHHBIM aTpO(QUUECKUM TacTPUTOM
WIM TIETHAKUS Y B3POCIBIX MAllMEHTOB B HACTOSIIECE BPEMS CUUTACTCS YAaCThIO IOJMIIIAHTYJISIPHBIX
AyTONMMYHHBIX CHHAPOMOB, KOTOpBIE BKIIOYAIOT HECKOJIBKO AayTOMMMYHHBIX 3a00JIeBaHUM,
CBSI3aHHBIX C ayTOArpeCCHUBHBIM IMOPAXKCHUEM Xele3 BHyTpeHHeH cekpenuu. C KIMHHYECKON TOYKH
3peHUsi ayTOMMMYHUTET IIMUTOBUAHOW JKeNe3bl, KHUIICYHUKA U JKeIMyJKa MOXKET MPHUBECTH K
MOTCHIIMAJIBHO  CEPhE3HBIM  TIOCJCJACTBHUSAM, TaKMM KaK aHeMHus, JCPUIUT IHTATEIbHBIX
MUKpPODJIEMEHTOB M HapylICHHE BCAChIBAHUS JIEKAPCTB, a TaKKe K TIOBBIIICHHOMY PHUCKY
3JI0KQYECTBEHHBIX HOBOOOPA30BaHWN. T M3MEHEHHSI MOTYT YacTO MPOSBIIATHECS CKPBITHIM 00pa3om,
9TO TPUBOAWT K 3aJepKKaM B JHATHOCTUKE W JIeYeHUH. MHOTHE AacCleKThl CBSI3U MEXKIY
ayTOMMMYHHBIMH 3a00JICBAHUSMH IIUTOBUIHON JKEJIE3bl, JKEIyIKa M KHIICYHHKA BCE €IIe TPeOyroT
yrounenus [20].

JlutoBckue aBTOpbl yKazanu, uro AIIC-1 accouumpyercst co CTpYKTYpPHBIMH U3MEHEHHSIMH KOCTEH,
O0COOCHHO y TMAIMEHTOB C OOJBIITNM KOJIMYECTBOM MPOSBICHUN 3a00JIeBaHMI. DTO MOXKET YBEIUYHTh
PHUCK MEPETOMOB € BO3PACTOM, HO CUMIITOMATHYECKHIT OCTEOTIOPO3 BCTpEUaeTcs peako. [39].

Jmarnoctuka. AIIC - 3TO reTeporeHHoe COCTOSHHME, XapaKTepHu3yIolleecs MoTeped MMMYHHOMU
TOJICPAHTHOCTH M, KaK CJIEICTBHE, MUCHYHKIMEH HECKOJBKUX SHIOKPHUHHBIX OpPraHOB. XOTS 3TO
COCTOSIHHE KOBAapHO II0 CBOEH MPUPOJE, OHO YACTO CHAYAJIA MPOSBISIETCS KaK HAAIIOYEYHUKOBAs
HEJIOCTATOYHOCTh. Y TMAIMCHTOB B IIOKE BPaud OOBIYHO MPOBEPSIOT HANMYKUE WH(EKIUH, UCTOICHUS
o0beMa, a TaKkKe KapAMOTEHHBIX U ATPOTEHHBIX NPUYMH II0Ka. [32].

Hnarno3 AIIC-1 ocHOBaH Ha BBISIBICHHM, 1O KpalHEH Mepe, OBYX U3 TpeX Haubosiee dYacTo
HAOIIIOJTaEMBIX KOMIIOHEHTOB CHHApoOMa (PEHUIMBUPYIONUN KAaHAWI03, THUIOMAPAaTHPEO3 W
HEJ0CTaTOYHOCTh KOPbI HA/AMIOYEYHUKOB); OJJHAKO MOTYT BO3HUKATh U JIPYrHe KOMIIOHEHTHI, BKIIOYast
CaxapHBIﬁ ,[[I/Ia6eT 1 TUIla, r I/IHepFOHaI[OTpOHHLIf/’I TUIIOrOHAaAW3M, BUTHIIUIO U O4YaroBYIO aJIOMCIIUIO

[26].

ABTOpamu paccMaTpUBarOTCS OYEHb peakue IPEX (MMMyHHas aucyHKIus,
TTOJIMHIOKPUHOTIATHS, SHTEPOIIAThs, X-CIEIJICHHas1) CUHApoM, Tpu KoTtopom reH FOXP3 Ha
xpomocoMe X U3MeHeH. J[JIs1 MOCTaHOBKHM JMarHo3a BaXKHBI KIMHUYECKUN BUA U (PYHKIIMOHAJIbHBIC
TECTHI JKeJIe3 BHYTPEHHEH CEKpeINH, a TaKKe TeCTUpoBaHue Ha aHTutena. JonomaurensHo ais AIIC I
n IPEX pexomeHayercss TIeHETHYECKOE TeCcTUpoBaHWe. B Hacrosiiee BpeMs OYeHb BayKHA
3aMecCTUTENNbHAsl TOPMOHAIbHAS Teparus, MoA00paHHas MAllUeHTOM, U PEKOMEHIyeTcs 00ciieJoBaHe
4JIeHOB ceMbH. [11].
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[lo paHHBIM MHOTOLIEHTPOBOTO HCCIEAOBAHHUSA, pa3W4YHbIE KCCIEAOBAHUS BBISIBIIIM  POJIb
ayTOMMMYHHUTE€Ta W €r0 CBS3b C  IPEKACBPEMEHHON  HEAOCTATOYHOCHTHIO  SIMYHHUKOB
(ITHST). Coobmianock, 9TO HECKOIBKO MOTEHITMATBHBIX MMMYHHBIX aHTUTEHHBIX MHUIIICHEH B THYHUKAX
Y4acTBYIOT B ayTOMMMYHHOH arake, BBI3BaHHOW ayroantutenamu. [IpucyrcTBue mumdouuTapHBIX
oopopuTtoB B oOpasmax suyHUKOB mnarueHToK ¢ IIHS obGecneunBaeT rucTomaTogoruyeckoe
CBUJIETEILCTBO ayTOMMMYHHOIO mopaxeHus su4HukoB. Hakonen, IIHS tecHo cBsizana ¢ apyrumu
ayTOUMMYHHBIMH  COCTOSIHUSIMHM, BKJIIOYas, Hampumep, O00Je3Hb AJAMCOHA, AayTOMMMYHHBIH
nonurnasaysipasiii cusapoM (AIIC) -1, AIIC-4, runotupeo3 W caxapHblii AuabeT cpenu Apyrux
ayTOMMMYHHBIX 3a00seBaHuil. B3siThie BMecTe, 3TH 0Ka3aTenbCcTBAa 00€CeYnBalOT IPOYHYIO OCHOBY,
MOATBEPXKAAOLIYI0 pOJIb ayTOMMMYHUTETa KaK IIOTEHIUAJIbHON MPUYMHBI 3THONATOreHE3a
3a0oieBanu [28].

ABTOpBl  COOOIIAIOT, YTO AayTOMMMYHHasi OoJie3Hb AJAWCOHA B COYETAHUH C JAPYTUMU
ayTOMMMYHHBIMH 3200JI€BaHUSIMHU BCTPEYACTCS] KAK MUHIUMYM JIBYX pPa3Iu4HBIX TUTIOB. [21]. bone3ns
Annucona, Bo3aukaromasi npu AIIC-1 cBs3aHa ¢ XpOHUUYECKUM KOXKHO-CIM3UCTBIM KaHAUI030M H /
WU TIpuoOpeTeHHBIM THunomapatupeo3omM. Hamporus, 6onesnp Apmucona npu AIIC- II cBsazana ¢
MHCYJIUHO-TPEOYIONMM AMa0eTOM U / MM ayTOMMMYHHBIMH 3a00JI€BaHUSIMHU IIMUTOBUIHOW JKEJE3bI.
OHM mpenocTaBUiIM JOKa3aTeNIbCTBA B MOJACPKKY KOHIEMIUU, YTO OOJe3HW AJAMCOHA NpU
cunapomax AIIC tumna | u Il uMeroT pa3Hble TeHETHUECKUE OCHOBBI, CBsI3aHHbIE ¢ rarmtotunamMu HLA,
1, BO3MOYKHO, UIMEIOT Pa3HbIE JIEKAIIUE B OCHOBE MaTOTE€HE3BI.

Takum o6pa3zom, npaBuibHBIN yxof 3a moapMu ¢ AIIC TpeGyeT 3HaHUS MpobIeM, KOTOPbIE MOTYT
BO3HUKHYTh, U HAWJIy4IIUX MOJXOA0B K BBISABICHHUIO U JICUCHUIO NPOSIBICHUI 3TUX HEU3JIEYUMBIX, HO
NoJIaloIMXcss  JeueHuto  3aboneBanuit. [35]. B aTOMf rpymme coctosHUE  Tpedyercs
MEXIUCUMIUIMHAPHBIN IOAXO0J M3-32 MHOXECTBA HApyIIeHMH, a TakkKe JUArHOCTHYECKUX U
TepaneBTUUECKUX TpyIHOCTEH. [21, 24].

BoiBoabi: Ha 0CHOBaHMY BBINTOJIHEHHOTO aHAJIN3A JIMTEPATYPhl MOYKHO IIPUUTHU K 3aKJIIOUYEHUIO, YTO B
HaCTOsIIIee BpeMs HET €IMHOTO MOIX0/a K aCIeKTaM JUAarHOCTHKY U JeueHHs pa3nuyHbix popm ATIC,
€CTb TOJBKO | KIMHMYECKHE pekoMeHAanuu. [lodTOMy naHHOE HamnpaBICHHE HYXIAETCsS B
JAIbHEHIIEM U3YYCHHH.
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