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AYTOMMMYHHbIE
nonurnaHavnspHbile

cuHapombl (AlC) -

ITO rpyrina 3aboneBaHunmn, cBsI3aHHbIX C HEOOCTATOYHOCTbIO OAHOBPEMEHHO

OBYX 1 boriee 3HOOKPUHHbIX XKerne3 BCrieacTeme ux ayToMMMYyHHOro
nopaeHnsa N 4acTo coveTarLWMXcs C ayTOMMMYHHOW nNaTosiornen
HEe3HOOKPUHHbIX OpraHoB.

HaunoHanbHoe pykoBOoACTBO «QHAOKPUHOMorus» noa pegakumen U..leposa, I'.A. MenbHn4eHko, 2013.




OcCHOBHbIe hopMbI 3a6oneBaHuUs

MAHUNDECTHA HEMNOJHAA
9 GOPMA (MATEHTHAS

) POPMA

CybknnHnyeckasa popma [ToTeHUManbHas gopma

LA y L \J V V \J \J

3aboneBaHna + 1 n bonee Hanunyne 1 S3HOOKPUHHOIO
CeporiorM4ecknin Mapkep Apyroro ayTOMMMYHHOro 3abonesaHuns + AT K
OCHOBHOIO COCTaBAoLWero OpYrum opraHam, HO 6e3 HapyLLUeHNda nx |
AlC/cybknnHmn4yeckoe HapyLleHue doyHKUMYK

(«AYyTOMMMYHHbIE NONUINAaHAYNAPHbIE CUHAPOMbI B3POCSbIX: FTEHETUYECKNE U UMMYHOMOITMYECKNE KpUTEPUN anarHoctukm», ®roy SHL|
Mwunagpasa Poccumn, Mocksa, Npobnembl aHAokpuHonoruu, 3, 2014.)




Knaccudukauumsa
AlC.

«AYTOMMMYHHbIW NONUrAaHaynspHbIN
CUHLPOM B3POCSIbIX:COBPEMEHHbIE
npeacTaBreHnsi 0 NpeanKTopax pasBuTus
nopaxkeHust MMokapga v AnarHocTuke
KOMMNoHeHTOB 3aboneBaHusa». T.C.
MNanesnn*, H.B. MonaweHko, E.A.
TpowwuHa, E.H. TonoseHko, KnnHnyeckas
N 3KCNepuMeHTanbHas TMpeonaosnorus,
2018, Tom 14, Ne2

AYyTOMMMYHHbLIA NONIUSHAOKPUHHLIA CMHAPOM

BaHUA

Basd HejoCTaTo4-
HOCTb

— Tupeougut n/unm
CA 1-ro tuna

BUOHON Xenea3wl

NMokazartenu
I TN I Tun Il Tvn IV tTvn
BozpacTt maHunde- Bapocnsie (B cpea-
cTaumm Adetckui (3-5 neT) HeMm 35 neT) Bapocnbuie Bapocnsie
OTHOLWEeHME XEeH- . Bonsuie XeHWmHLI
LLUMH U MYXKYMH Or0.8p02,4 3:1 cpenHux ner H/O
HacnepgosauHue NMonurexdHoe, B psge NMonureHHoe, ayto-
MOHOreHHoe, ayTto- ’ ’
st 4 cnyyaee AOMUHaH- COMHO-OOMWHaH-
comugu%e#'erfcue THOe, HenonHas THOE C HenonHom MonurexHHoe
NneHeTpaHTHOCTL NeHeTPaHTHOCTLIO

MreHeTnka NledexT resa AIRE 8 H% psne cnyqaeeea

21-ih XpoMocomMe PYLIGHNAS B O H/0 H/O

XpoMocome
YacrtoTa 1: 100000 1—-2: 100 000 5-7,5: 100000 H/O
Accoumaunm HLA Aa Aa Da BoaMoxHa
OGxazaTentHLie — MepBUYHLIA MMNo- | — HaANOYeYHUKO- AHH, ymnu CAQ 1-ro
aAyTOMMMYHHLIE 3H- napaTMpeos 8as HENOCTATON- TMNa, unum ap. 3ato-
OOKPUHHLIE 3abone- — HaANOYeYHUKO- HOCTB 3aboneBaHus LWNTO- neBaHus, He BKJIO-
YeHHble B o0a3a-

TenbHLIe KpUuTepum
ap. Tunoe AlNcC

Apyrue otazartens-
Hble He3HOOKPUH-

KaHgmnnos-sKroaep-
ManbHaa aQMcTpo-

— lenaTtut v ap.

aHeMuna u 4p.

Hble NpUu3HaKu dua
Sk L R (Y = . ol B T
54 Py — BonesaHs Xupara KOoMOGUHaumMm, He
HUA SHOOKPUHHLIX — TupeounguTt — 'vnodwnant

— MMnodunant BKJIIOYEHHbIe B ApY-
opraHoe — CA4 1-ro TMNa — Navonartun4yeckuin — HeAporunoouanT rme Tunu AMNC

— M'Mno®uant m gap. HecaxapHbin gunadeT
v ap.
" Aap.

NMpouyne aytonm- — BUTUAUIO — XpOHU4YEeCKUin
MYHHbBIe HapyuieHua — BackynuTul — MuacrteHuns aTpoduyeckmnin MepHULMO3Has
HEe3HOOKPUHHLIX — racTpuT rpasuc racTpuTr aHeMus 1 Ap
opraHos — Butunuro v ap. — MNMepHnumozHan i

NMpumMmeyaHne: H/O — B Hacrosiwee BpeMs flaHHbIe He onpenesieHsl.




TunANC

OCHOBHbIE KpUTEPUH

AMC-1

— KaHAUR03-3KToAePMantHas AUCTPOOUA (XPOHUYECKUA CAMUCTO-KOXHLIA KaHAMA03)
— [1epBUYHLIA runonapatmpeos

— AYTOUMMYHHAA HAAN0YeYHUKOBaA HEAOCTATOYHOCTL (00NE3HL ALBMCOHA)

AlC-2

— AYTOMMMYHHaA HAZNOYEYHUKOBAR HEAOCTATOYHOCTL (MPUCYTCTBYET BCerpa)
— AYTOMMMYHHbIA TUDEOUAMT

— CaxapHelit quader 1-ro Tuna

AMC-3

AYTOUMMYHHBIA TUPEOMANT, KOTOPLIA accoUMupyeTca C APYruMIA ayTOMMMYHHBIMIA 3HA0-
KPUHHLIMK 320071€BAHUAMM (KpOME 00Ne3HM ALLAUCOHA W/vnK runonapaTipeosa)

AlC-4

KoMGMHaUWA ayTOMMMYHHbIX 3601BaHIMM, HE BHECEHHLIX B NPEALIAYLLME rpyNNk

*  «AYyTOMMMYHHbIV NONUINaHAYSPHbIN CUHAPOM B3POCIIbIX:COBPEMEHHbIE NPEeACTaBeHNA O NPEANKTOPax PasBUTUS NopaXXeHns MMokapaa v
ANarHoCTUKe KOMMNOHEHTOB 3aboneBaHus». T.C. MNaHesun*, H.B. MonaweHko, E.A. TpowwHa, E.H. FTonoseHko, KnnHnyeckasa n
aKcnepuMeHTanbHaa Tmpeougosnorns, 2018, Tom 14, Ne2




Al1C 4 Tnna - penkuii cMHapoM, KOTOPbIN XapakTepu3yeTcs
COYETAHMEM ayTOMMMYHHbIX 3a0051eBaHNI, HE BOLLEALUNX B
npeabiaywme kateropum Al'C

BKJ/1I0OMaeT B ceb4q:

bone3Hb AgancoHa B COMETAHUM C TMNOroHaaNn3MOM, TMNou3nTomMm,
aTpoMnYeCcKnM racTpuToM, NEPHNLIMO3HON aHEMUEN, LIeNNaKNEN, myasthenia
gravis, anoneuusi, BATUNUro m ap.

[Tpn 3TOM OTCYTCTBYIOT ApYyrne KoMrnoHeHTbl AlC-1, TO eCTb HET HU
XPOHUYECKOro KaHAna03a, HM rmnonaparupeonsa (Npu Hanmydum ayTomMmyHHOU
HeOOoCTaTO4YHOCTU HaAMNO4Ye4YHNKOB), a TakKe OTCYTCTBYIOT KOMMOHEHTLI AlC-2, -3
(ayToumMmyHHbIE TUpeonanTbl; CL-1 npu ocHOBHOM 3abosieBaHn — OONe3Hu

AQOUCOHA).

AyTOMMMYHHbIE NoNUrnaHaynspHble CUHOPOMbI B3POCHIbIX: FEHETUYECKNE N UMMYHOSOMMYECKNE KpUTEPUN anarHoCTUknN. OIrbY
«QHOOKPUHONOIrNYeCKNin Hay4HbIn LeHTp» MnHagpasa Poccun, MockBa. [pobrembl aHOOKpUHOMNornu, 3, 2014.




OCHOBHO®
SHAOKPUHHOE aYyTOUMMYHHOE
3aboneBanue

[lononHuTensHoe
9HAOKPMHHOE aYTOMMMYHHO®

3abonepanue

Xapaktepuctuka Al'C 4 tTnna

Apyrue
ayTOMMMYHHblE

3aboneBanng

boneaHs ALAMCOHa,

W
CaxapHelit guabert 1-ro Tuna,

W

npyrve
(He BKMI0YaloLLMe

Ay TOUMMYHHEI
TUPROUONTHI)

B KoM OumHaumn:

C rnoroHagu3aMom

rUNO@U3NUTOM, Herporunoduam-
TOM

IpYTUMM 360NEBaHUAMM (KOTO-
DLIE HE BKAI0YAIOT QY TOMMMYHHBIE
TUPEOMINTL!,  rMnonapaTupeos,
CO-1 npu OCHOBHOM CHMHAPO-
Me — G0Ne3H1 ALIMCOHa)

AONMNOJNMTHUMTEe N BHO

XPOHMYECKMI  aYTOMMMYHHbI
racTpuT

[epHULMO3HAA aHEMK]

Lienuakua

MuacTeHua rpasuc

AnoneLua, BUTNIO 1 Ap.

«AYTOMMMYHHbIW NonNurnaHaynapHbI CUHAPOM B3POCbIX:COBPEMEHHbIE NPEACTABNEHNSA O NPEANKTOPaX PasBUTUS MNOPaXKeHUS MUoKapaa u AMarHoctTuke
KomrnoHeHToB 3abonesaHua». T.C. [NaHeBun*, H.B. MonaweHko, E.A. TpowwuHa, E.H. lonoBeHko, KnuHn4yeckasa n akcnepuMmeHTanbHas Tupeongonorng,

2018, Tom 14, No2




[eHeTn4YeCKMe acnekKkTbl:

Bxoasawmx B cocraB Alic

. Buabl u nokannsayuns pasHbix ayToOaHTUIreHos,

3abonepauue

AyTOaHTUreH

TkaHb/KNneTka/GepMeHT

CaxapHuia agnaber 1-ro Tuna

GADE5, |1A-2, UHCYNWH

B-Knetku

bonea3Hs Npeneca

TSH-peuenTop

TupeouuTsl

TupeonanT XawmmoTo
TupeonanT OpHa

Tupeonepokcuaasa, TMpeornodynuH

SH3UMbLI/NPOTEUHLI

r‘MnonaparupeonauT

Caz*-peuenTtop

MNapaTtupeouaHan TKaHb

Bone3HbL AnancoHa

21-OH, 17a-0OH, P450scc

SH3UMbLI

funoroHagnam

17a-0OH, CYP450scc

Knetku Jlehnura

AYTOUMMYHHGLIA rTUNOOU3NT
Herhpornnod®uaur

LIUTO30NLHLIE Denku

TKaHb runodpuia

NMpumevauns: GAD — rnyramargekapookcunasa; IA — nporemHTuposmHpocparasa, scc — OoKoBas yens
pacuwenneHnsa pepMeHTa (ctepongoreHHbIR P450-gpepMeHnrT).

«AyTOMMMYHHBbIV NONUIMaHAyNSApHbIA CUHAPOM B3POCHbIX:COBPEMEHHbIE NPEACTABEHUS O NPEANKTOPaX PasBUTUS MNOPaXKEHUS MMoKapaa U QUarHoCTUKe
KomnoHeHToB 3abonesaHusa». T.C. MNaHesun*, H.B. MonaweHko, E.A. TpowwuHa, E.H. lonoeeHko, KnnuHndeckas 1 akcnepMMmeHTanbHas TMpeouaonorus,

2018, Tom 14, No2




OcobeHHOCTU TeueHus AlC :

-B Te4yeHue Xun3H1 nauneHTa npu npucoegnHeHUn HoBbIX KOMMOHEHTOB CUHAPOMA
oauH tun AlC B3pocrbiXx MOXET ObIThb NepeknaccnmdonunpoBaH B APYromn.

-BHayane nosiBnsetca ogHo ayTouMMyHHOe 3aboneBaHue, a nocrnenytoLime
NPUCOEONHAIOTCSA B TeYeHMe Xun3Hu. Npu kombrHaUum naTonorum KnmHn4yeckas
CUMMTOMAaTUKa cTepTasi, Hesipkasi U He NO3BOSSAET cpa3y 3anogo3pUTb

npncoeanHeHne HoBoro aytTomMMyHHOrIo 3aboneBaHus

-[1pn nosBNeHnmM HETUNUYHbLIX CUMNTOMOB Y NALMEHTOB C OOHUM ayTOUMMYHHbLIM
3aboneBaHnem n3 rpynnel pucka AllC uenecoodbpasHo UCKIIOYNTL Apyrue
komnoHeHTbl Al'lC, anga BbisBIEeHUS NaTeHTHLIX OpMbl 3ab0neBaHusS.

-MomMrmo nopaxxeHmsi opraHoB 3HOOKPMHHOW cucTeMbl B cocTaB AllC MoOXeT BXOAUTb
ayTOMMMYHHOE nopa)eHne He3HOOKPUHHLIX OpraHoOB

AyTOMMMYHHbIE NonUrnaHaynApHbIe CUHAPOMbI B3POCHbIX: reHeTUYEeCcKMe U UMMYHOMOrM4Yeckne KpuTepun gnarHoctnkn A A.
NAPUHA*, npod. E.A. TPOLWWNHA, k.6.H. O.H. UBAHOBA, INMPOBJIEMblI SHOOKPUHOJIIOIMNW, 3, 2014




OcobeHHOCTHU NevYeHus
naumeHToB ¢ AllC

Tepanus SHOOKPUHHbLIX ayTOMMMYHHbIX 3aboneBaHuin oanHakoBa BHE
3aBMCUMOCTW OT TOrO, ABMSIETCS JI OHO U30NTMPOBAHHBIM UK
komnoHeHTom AlC

Y nauueHTOB C BNepBble BbiABIIEHHOU NN AeKkoMneHcnposaHHou HH ,
MOXET OTMeYaTbCA KOMMeHcaTopHOE N30NMPOBaHHOE NOBbLILLEHNE
ypoBHA TTI HeE3aBUCUMO OT HANUYNUA aHTUTEN K TKaHU LLUTOBUOHOU
Xeneasbl. [laHHble U3MEHEHUS CBSI3aHbl C BbiNageHMEM UHIIMOUPYIOLLIETO
OEVNCTBUSA IMHOKOKOPTUKOMOOB HA CEKPELIUIO.

AYTOMMMYHHBIE MONUIMAHOYNAPHBIE CUHOPOMbI M. B. JleBkuHa, E. A. BoHgapeHko, J1. H. LLUunosa,
JIEKAPCTBEHHbIN BECTHUWK Ne 2 (70). 2018. Tom 12




KnnHunyeckuu npumep:

My>k4mHa ,58-1eT, ¢ PpoHOM: caxapHoro anaberta 1 tTuna, 6one3Hb AgancoHa u
NepBUYHbLIM aYyTOUMMYHHbLIM TMNOTUPEO30M.

[MocTynun ¢ xanobamu Ha ABYXOHEBHYO PBOTY. ( HET CONYTCTBYIOLLEN ANaApeN,
Bonen B XXMBOTE UNU NNXOPaaKn, U3 CTpaHbl HE Bble3Xall, KOHTaKTOB C
MHPEKLIMOHHBIMX BDONBbHBIMWU NI YNOTPEONEHNS HECBEXEN NULLM - OTPULIAET).

Brniocneacrteunu y Hero passunacbk 005b B ropsie u Xpunnbliii ronoc. beina
npoBefdeHa —ractpockonus. o pesynsratam : obLuMpHas KaHaMO03HadA
MHJOEKLMIO rONTOCOBLIX CBSA30K U NuLLLEBOAA.

- APS TNa 1, XapaKkTepu3yoLLMINCA rmnonapaTupeo3oM, CIN3UCTO-KOXKHbIM
KaHaMOo30M 1 6one3Hbio AaaMcoHa, YacTo HabntogaeTcs B AETCTBE.

- APS Tuna 2 AormkHa NnpucyTcTBoBaTh 60ne3Hb AgANCoHa BMECTE C
ayTOMMMYHHbIM TUPEOUANTOM U / NN BMECTE C caxapHbIiM AnabeTom Tuna 1.

Autoimmune polyendocrine syndrome type 4, Barts Health, London, UK, Endocrine Abstracts (2015) 38
P430 | DOI: 10.1530/endoabs.38.P430




-APS Tuna 3 BKIHOYAET TO Xe 3aboneBaHne 3HOOKPUHHBIX XKEFe3, YTO U TUM
2, HO 0BbIYHO Oe3 Kakoro-nmMbo aedekta Kopbl HAANOYEYHUKOB.

Ecnu ayToMMMYHHbIE MONUIHAOKPMHOMNATUN HE COOTBETCTBYIOT KPUTEPUAM
APS 1,2,3, 3aborneBaHMe MOXeT ObiTb KnaccmduumupoBaHO  Kak
ayTOMMMYHHbIN MOSIMAHAOKPUHHBIM CUHAPOM Tuna 4. Y naumeHTta Obinu

Npu3Haky, Hanbonee COBMECTUMbIE C ayTOMMMYHHbIM MOSIMAHOOKPUHHBIM
CMHOPOMOM TwUNa 2, HO OH TaKXe cTpagan ClM3UCTo-KaHANOO3HbIM
KaHOMOo30M. JTa KOMObMHauua NnpmMBoagnUT HaAC K anarHody APS Tuna 4. 3T1oT
criydanm noayYepKUBaeT BaXXHOCTb OOWUTENMBbHOCTU B OTHOLLUEHUMW HOBbIX

KOMIMOHEHTOB CUMHAOPOMaA, BOSHUKAKLLNX B pa3HOE BpeEMA B TEYHEHNE KIN3HA
NMnayneHTa.

Autoimmune polyendocrine syndrome type 4, Barts Health, London, UK, Endocrine Abstracts (2015) 38
P430 | DOI: 10.1530/endoabs.38.P430




Cnacunoo 3a BHUMaHue!




