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Annomayus. AyTOUMMYHHBI TOMUITAHAYLAPHBIL cuHApoM (ATIC) 1 Tnia ABIAeTCA peAKMUM 3ab0/IeBaHIEM, ero pacIpo-
CTPaHEHHOCTD B IIOMY/IALVM JOCTOBEPHO HEM3BECTHA. B CBA3YM C OTCYTCTBMEM XOPOIIEN OCBEOMIEHHOCTH Bpayeil O JAHHOM
3a60/1eBaHMM 3HAYNTE/IBHO 3a€P)KMBAETCSI BpeMsI IIOCTAHOBKM IMATHO34, 8 TAK)Ke CBOEBPEMEHHOE I IO/DKHOE OKa3aHIe Me-
IVLHCKOI moMoInu. B crarbe omycansr ocHoBHbIe KimHudeckue mposinenns AIIC 1 tuma (AIIC-1), B kavecTBe mpumepa
IpMBeJeH KIMHNYECKNIT C/Ty4ail MalyeHTa, Y KOTOPOTro OTCYTCTBOBA/IO OfJHO U3 CAMbIX pacllpOCTPAaHEHHDIX ¥ PaHHMX IIPOSB-
neHnit 3a607eBaHMsA (XPOHMIECKMIT KOXKHO-C/IM3NCTBII KAHAW/03); IMEIO MECTO IO3/{Hee BBIsAB/ICHUE CUHAPOMA IMIIOKA/IbIIN-
emun. 3a60/IeBaHNIO COITYTCTBOBAJIA ITOJIHAS IIOTePsI 3peHMs MALMEeHTOM BCIeICTBUE HAC/IEICTBEHHOTO 3a060/IeBaHIsl CeTYaT-
KM I7I1a3, YTO 3aTPYJHANO B3aMMOJENCTBE BpaJya 1 MaleHTa Ha IyTH K JJOCTVIKEHMIO KOMIIEHCAllM OT/I€/IbHBIX KOMIIOHEH-
TOB CUHJPOMA.

Kntoueevie cnosa: ayToMMMYHHDII IOMUIIAHAYIAPHBIA CUH/IPOM, IIEPBUMYHAA HAJII0Y€YHIKOBAA HEJOCTATOYHOCTD, TUIIO-
HapaTupeos, caxapHblit AuabeT 1 TuIa, TaneTopeTHHaIbHAsA aOMOTPODU
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Autoimmune polyglandular syndrome type 1
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Abstract. Type 1 autoimmune polyglandular syndrome (APS1) is a rare disease, with an unknown prevalence in the Russian
population. Due to the low awareness of doctors, it takes more time to make the accurate diagnosis and provide correct medical care. This
article describes classical features of APS1 and a clinical case of a patient, who did not have one of the most common first manifestation
of the disease - mucocutaneous candidiasis. Hypocalcemia was detected much later than the first clinical manifestations in the form of
generalized seizures occurred. Patient also suffers from tapetoretinal abiotrophy, he completely lost vision in childhood which made it
difficult for the doctor and patient to interact in the treatment of the disease.
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Beenenune nepeuncneHHbix npusHakos. AIIC 2 Tuma xapakrepusyercs

AyTOMMMYHHBII TONUITIAHAYAPHBLI cunapoM (ATIC) —
rpymmna 3aboleBaHuil, CBA3aHHBIX C HEJOCTATOYHOCTBIO Ofi-
HOBPEMEHHO JIBYX 1 60JIee SHTOKPMHHBIX JKeNé3 BCIeHCTBIE
UX ayTOMMMYHHOro mopaxenums. B xmaccudukanym AIIC
BBIJIE/IAIOT TPYU TUIIA C XapaKTePHBIMM /IS KQKJOTO K/IVMHY-
yeckuMy KomnoHeHTamu. JInsa AIIC-1 xapakTepHa Kaaccu-
JecKas TpUaja: KaHAMAO3 KOXU M CIM3UCTBIX 000104eK (B
80-100% cny4aes), runonaparupeos (B 70-80% ciydaes),
HepBUYHAs HAJIIOYeYHNKOBAs HEZOCTaTOYHOCTH (65-85%
cry4aes). IIpucyTcTBme fBYX 13 TpPEX BBIIIEIIEpeYNCIeH-
HBIX KOMIIOHEHTOB SBJIAETCA KpuTepyueM pamarHosza AIIC-
1, a B cydae HammuusA pOACTBEHHMKA IIEPBOrO IOPSAMKA C
ycraHoBNeHHbIM AnarHo3om AIIC-1 gocTraTo4HO OfHOTO M3

COYETaHMEM IEPBUYHONM HAJIIOYEYHMKOBOW HENOCTATOYHO-
CTM C ay TOMMMYHHBIM IIOpa’keHMeM LU TOBUIHO >Ke/le3bl 1/
mnu caxapHsiM anabetoM (CII) 1 tuma. K ATIC 3 Tuna oTHO-
CATCA COYeTaHUe ay TOMMMYHHOTO NTOPaskeHM s IIMTOBUIHOM
JKenessl My ayTouMMmyHHoro CJI ¢ ;pyrumm ay TOMMMYHHBI-
M1t 3a00/IeBaHVSIMI KPOMeE IIEPBIUYHOTO ITOPaXKeHWsI HALIO-
Ye4yHUKOB [1].

AIIC-1 sABnsieTcss pegKMM MOHOIE€HHBIM ayTOCOMHO-
peliecCMBHBIM 3aboJieBaHMeM BC/ICCTBUE MYTallUyM TeHa
AIRE, xopmpytomero 6eloK «ayTOMMMYHHBIN PeTy/IsITOp».
AIRE urpaeT K/I104€ByI0 PO/Ib B OTPUIIATENbHOI CENEKIIN
a¢p¢exropubix T-mumdounToB B TMMyCe, a TaKXe B CUH-
Tese IMy/la PeryasaTopHbIX T-muM¢oruToB Ha mepudupuu
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[2]. Omucano 6omee 100 MyTaumii JAHHOTO TeHa, [/ POC-
CUIICKOI HOMy/ALMy Haubojlee XapaKTepHa TaK HasbIBae-
Mmas «puHCcKas» mytaumsa R257X [3]. PacnpocrpanéHHOCTD
HAaHHOTO 3a007IeBaHNs B MOMY/ISIINY JOCTOBEPHO HEM3BECT-
Ha. JacTo B COYETAaHMU C IOPAKEHUEM SHIOKPMHHBIX Ke-
71e3 BBIABIIAETCA TaK)XKe COIYTCTBYIOIIAs MaTONOIMA HESHMO-
KPMHHBIX OpraHoB. K HUM OTHOCATCA: ayTOMMMYHHas afo-
Heuys, MaababcopOIsl, MePHULMO3HAs aHeMUs], ayTOMM-
MYHHBINl T€IaTUT, BUTUINATO, KEPATOKOHBIOHKTUBUT, CY-
XOJ KepaTuT, JUCIUIasusi 3yOHOI 3Masy, IUIOIIa3ysl HOT-
Teit, runo- uiau acnennd. Cpeay SHIOKPUHHONM MaTOIOTUM
KpOMe OCHOBHBIX KOMIIOHEHTOB MOXKET IIPUCYTCTBOBaTb CJJ
1 Tuna, ayTOMMMYHHBI TUPEOUANT, IePBUYHbII TMIIOTOHA-
ousM [3-6].

It 3aboneBaHuss B OOJBIIMHCTBE CIy4aeB XapakTep-
Ha TUIINYHAA II0C/Ie[OBAaTebHOCTb IMPOABIEHNA OCHOBHBIX
KOMIIOHEHTOB: XPOHMYeCKIiT KaHANAO03 (Jale fo 2 /1eT), 3a-
TeM runomnaparupeos (5o 7-9 net) u HaAIOUYeYHNKOBAs HELO-
crarounocts (HH, yame 5o 12 net). HesHAOKpUHHbIE IPOAB-
JIeHVS TIPeIIeCTBYIOT SHAOKPMHHBIM IIPUMEPHO B 75% cry-
YaeB, KaHANMIO3 KOXI U CIM3VCTBIX 060/I0YeK IIPOSIBIISAET-
Cs1 B Ka4eCTBE NEPBOTO CMMIITOMA NNpUMepHO y 60% marnyen-
TOB, Manbabcopbuus y 10%, a BUTUINTO, A/TOMELVs], TeIaTUT
U KeparonaTys NpuMepHO y 5%. Cm3nucTo-KOXKHbI KaHAM-
Io3, Hanbosee pacIpOCTpaHEHHOE HESHTOKPMHHOE IIPOsB-
JIeHMe, BO3HVKAeT U3-3a TeHeTUYeCKOro fedeKTa, CBA3aHHO-
ro ¢ HapyuieHneM QYHKLMM MHTEpPIeNKMHOB 17 Tuma, oka-
3BIBAIOLIVIX 3ALIUTHOE [eiicTBue OT rprbos poga Candida Ha
ITOBEPXHOCTY KOXI U CIIMSHUCTBIX 060/104ek. OfHAKO B HEKO-
TOPBIX CIy4asx MaHudecTanusa KaHAMAO3a IIPUXOAUTCI Ha
6oree B3pOCIIBIIL BO3pAcT (fuanasoH BOZHUKHOBeHu: ot 0,1
1o 33 ner) [3,7].

3avacryio fuarHo3 AIIC-1 BeIcTaBsA€TCA TOPasfio MO3XKe
[IePBBIX KIMHIIECKNX [IPOSsIBIICHNIT, 4TO TpebyeT 6osee Tiia-
TE/IbHOM [JVMATHOCTUMKM U HACTOPOXXEHHOCTY CPely Bpadein
pasim4HbIX crienmanbHocreil. Jledenue AIIC-1 mampasneHo
Ha KOMITEHCAIVIO OT/Ie/IbHBIX KOMIIOHEHTOB 3a00/IeBaHAL.

Knunmyecknii cryvait

IMarmenrt E., 25 set, 6bI1 gOCTaBIeH B CTAauMOHAp Opura-
JOVL CKOPOIT MEAVLIMHCKON IIOMOIIH C XanobaMu Ha 0611yo
cmaboCTh, TOLIHOTY, CYXOCTb BO pTy. IIpu mocrymieHnn ap-
TepuanpHoe faBnenue (AJl) 110/60 MM pr. cT., myabc — 108
YA./MUH., ITUKeMUs — 16 MMOTIb/II.

W3 anamHesa: ¢ 2,5 j1eT 0OTMeYaI0Ch HapylleHMe 3peHMs
(cHWDKeHMe OCTPOTHI 3peHus, HUCTAarM). B 6 ner y nmanuen-
Ta BIIEpPBble BO3HMKIIN T'eHepa/lM30BaHHbIe CYHOPOTH, YCTa-
HOBJIEH JMAarHO3 «OUWIENCKs», Ha3HAUeHa Tepalys aHTU-
KOHBY/IbCAHTaMI. B 3TOM >ke Bo3pacTe MallMeHT IOTHOCTBIO
MOTEPsJI 3peHIie TI0C/Ie TIEPEHECEHHOI TPaBMBbl, CBA3aHHOM C
majieHreM, ObIT ycTaHOB/IeH amarHo3 «KaTapakra, pacxops-
Iieecsi KOCOITIa3nme, TalleTOpeTHHaAbHas abmorpodus cet-
vaTKu». B Bospacte 10 net pu ob6cnenoBanuu 8 SHI] PAMH
OMATHOCTMPOBAH IMIONApaTUpeo3, Ha3HAYeHa Tepalys ak-
TUBHBIMU MeTabonuTaMy BUTaMuHa [ 1 mpemnaparamiu Kajib-
Ly, OTMEHeHbl aHTMKOHBY/IbCAaHTHL IIpyu MosekyssapHO-
TeHEeTUYeCKOM JICCTIEIOBAaHMY BblAB/IeHa MyTalys reHa AIRE
R25X B TOMO3UTOTHOM COCTOSIHUM. YCTAHOBJIEH JMarHo3
«AyTOMMYHHBIl HOMUINAHAYIAPHBI CMHApoOM 1 Tuma». B
BoO3pacTe 14 JIeT B Xofie IPOObI C CUHAKTEHOM-JIEIIO BbLABIC-
Ha CyOK/IMHMYeCKas HAJIIOYEYHVKOBAs HENOCTATOYHOCTD,
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HasHaYeHa 3aMeCTUTe/IbHasA TOPMOHA/IbHAsA Tepanus Mpera-
paTraMu IJIIOKO- U MMHepa/IoKOPTUKOUOB. B Bo3pacTe 15 net
y manyeHTa MaHIQeCTUpPOBa caXapHblil ArabeT 1 Tna.

Hacrosmee yxyniieHne COCTOAHNA MalMeHT CTal OTMe-
YaTh B TeYeH)Ee HECKOJbKUX JHell. AMOY/IaTOPHO MAIMEeHTy
3a OfIVH JieHb IO TOCIIMTaIM3aLMU IPOBOAMIOCH TabopaTop-
HOe HcCrefoBanme: Kanmnit 5,33 mmonb/n (3,5-5,1), HaTpuit
118,5 mmonb/n (136—145), penns 491,9 MkME/mr (4,4-46,1).

ConyrcrByouiye 3a60meBaHNsA: BUTWINIO, ayTOMMMYH-
Hasl a/IOIeLNs, TUIIONIasyst 3yOHOI SMasIit, YaCTUYHAs aTPo-
¢bust 3puTeNbHOrO HepBa, apTUdaKus, XPOHNYECKIIT Ka/IbKY-
JIE3HBII XOMELUCTUT, MOYeKaMeHHasi 00JIe3Hb, MUKPOIUTHI
JIEBOII ITOYKY, KMCThI IIPABOII ITOYKY, BOJIAHKA JIEBOTO ANYKA,
BapUKOILIe/ie IEBOTO CEMEHHOTO KaHATHKA.

Panee aMOy/IaTOpHO IMAIL[MEHT IONyYan TUAPOKOPTU30H
5 mr 1 pas B fieHb, GIyAPOKOPTHU30H 50 MKI/CYT., Ka/lbLius
KapOoHaT + Konekanpiudepor, anrbdakanbugon 4 MKI/CyT.,
MHCYIMHOTEPANNIO, B TeUeHMe TPEX MecAlleB IPYHNMAI aH-
TU/leNIpeccanThl. V3 mpepliecTBYOLell MEUIMHCKON JOKY-
MEHTAlVM YCTAHOB/ICHO, YTO TAIMEHT CaMOCTOSTE/IbHO He-
000CHOBaHHO W3MEHAN JIO3MPOBKY, NMpPUHMMAJI Ipenapa-
TBI TI0 CBOEMY YCMOTPEHNIO, HEPETYIAPHO KOHTPOMMPOBA
YPOBEHb IJIMKEMIY, BBIOOPOYHO C/Ief0Bal PEKOMEHAALVISIM
Bpaveil.

OO6beKTUBHBIII OCMOTP IOKa3ay oblee COCTOAHME CPef-
Hell CTeleHN TsKeCTU. BobHOI KoHTaKTeH. KoXXHbIe TOKpo-
BbI 071€[{HOIT 6POH30BOI OKPACKU. B JIErKMX AbIXaHME [IPOBO-
IVTCA TI0 BCeM HoAM. XpUIIHI He BRICTyMBaoTcA. Cepaed-
Hbl€ TOHBI YMCThIE, PUTM NTpaBuabHbIA. All 110/60 MM pT.CT.,
nynbc 108 yu./mun. IlanueHty HasHaueHa MHQY3MOHHAA Te-
panus, MHCYIMH KOPOTKOTO eficTBUsA NMoAKoxHo. Yepes 30
MUHYT IuKeMus 10,2 MMOJIB/JT, aljeTOH B MOYe IOTOXKNTENb-
HBIT (++). HasHaueHO BHYTpUBEHHOe BBEfleHUE pPacTBOpa
IJIFOKO3BI 5% BHYTPUBEHHO (B/B) MeJJIEHHO.

Bckope oTMedanoch YXyAlIeHMe COCTOSHMA, U Ianu-
eHT OBUI TepeBefiéH B oTAeneHne peannmanun. O6beKTus-
HO: cocTosinue Tspkénoe. ITaument saropmoxxken. Koxxubie
HOKpoBbI OnenHble. CepAedHble TOHBI ITyXye. B Erkux fbl-
XaHMe Be3VKY/ApHOe, Xpuros HeT. JKuBor markuit. Ypo-
BeHb ITMKeMuy — 18,4 MMosnb/n. B TeyeHMe HOUM COCTOS-
HIMe COXPAHS/IOCh CTaOW/IbHO TSDKENBIM, CO3HAHME YTHETEHO.
ITpoBogunacy mHQysuoHHass Tepanus (Ppu3nmonmorndecKmit
PacTBOp, PacTBOP I/IIOKO3bI 5%), BBEJieHMEe MHCYIMHA Yepes
nosarop (ypoBenb rnukemun 11-12,7 mmons/n). Ha yTpo co-
CTOSIHIUE OCTaBaJIOCh TSDKE/IBIM, CO3HAHIE YTHETEHO JI0 COMO-
pa. B BbIIbIXaeMOM BO3JyXe yMepeHHO BBIP)KEHHBIN 3amax
arjeToHa. YpoBeHb Imkemun 8,5 Mmmonb/ 1. [IposenénHoe re-
yeHue: uHCynmuHoTepamms (0,5-3 En./4ac), uHpysnoHHas Te-
pammus C Lenblo pernfipaTaluyl, BOCCTAHOB/IEHNE 3/TeKTPO-
JIMTHOTO OajaHCa; aHTNOAKTepUaNIbHasI Tepanysi, KOPPEeKIsI
3aMeCTUTE/IbHOI TOPMOHA/IBHON Tepamun (TUAPOKOPTU30H
10 Mr yTpOM, 5 Mr B 06ef1; GryapOoKOpTU30H 50 MKT yTPOM).

Ha ¢one yBenmdeHns f03bl TTIOKOKOPTUKOUIHBIX ITpeTIa-
partoB, MHQY3MOHHON Tepanuy COCTOSIHME MALMeHTa YIyd-
IIVJIOCh, U OH OBUI IepeBeféH B SH/JOKPUHOMIOTNYECKOE OT-
HeieHe [ Ja/lbHelIero o6cefoBaHms 1 KOPPEKIUN Te-
panum.

OxonyaTenbHbIi fuarno3 — «AlIC 1 tuna: Iunomaparu-
peos B CTazyy MefUKaMeHTO3HON KOMITeHCauy». XpoHIde-
CKasl IIepBIYHAsA HaJIIOYeYHMKOBAs HEJOCTATOYHOCTD B CTa-
avn cybkommneHcanyu. CaxapHsii guaber 1 tuma. Llenesoit
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ypoBeHb HbAlc <8,0%. JuabeTndeckuit KeToanugos. Buru-
nuro. Anonenns. Tunortasus sy6Hoit amMamy. Taneropern-
HajIbHasA abuorpodus ceryarky oboux rmas. ComyTCTBYyIO-
it — «OU (4actuyHast arpodust 3puTeNbHOrO HepBa). Ap-
tudaxua. OD (cocTosiHMe HOC/Ie HepefHeil BUTPIKTOMMUN).
OS (gucnoxaums VIOJI). JKenesopebuuntHas aHeMUsi cpef-
Heli cTeneHy. XpOHMYECKMIT KalTbKY/Ie3HbI XONeLICTUT, BHE
obocTpenns. MouekameHHasi 60/1e3Hb. MUKpPOINTHI J1€BOI
moukn. Kucter mpaBoit moukn. Bopsinka nesoro siidka. Bapu-
KOI[€JT€ JIEBOTO CEMEHHOTO KaHATMKaY.

O6cyxaeHne

Y nmanueHTa B ONMCAHHOM KIMHUYECKOM Clydae Ha Ha-
CTOALINIT MOMEHT (25 7eT) He BBIABIEH XPOHMYECKMIT KaH-
IVIO03, 9YTO SB/IsAETCs Hanbojee TUIMYHBIM U PAHHUM IIPO-
asnennem AIIC-1. Kpome Toro, npu BOSHMKHOBEHUY BIIEP-
Bble 3MU30/0B FeHePaIM30BAHHbBIX CYAOPOT, MALMEHTY ObLI
BBICTABJIEH [MArHO3 SIWIENCUM, B JaJbHeNIIeM IpU CIy-
YaifHOM OIIpefie/leHM) TUIIOKaIbIVieMUy He ObUI 3aIofo-
3peH TUIIOIapaTupeo3. BpeMeHHON IMPOMEXYTOK OT MO-
MEHTAa BO3HIMKHOBEHM NI€PBBIX CUMIITOMOB IO IIOCTaHOBKM
BEPHOTO KJIMHNYECKOTO AMar€o3a y JaHHOTO MallMeHTa Co-
craBun 4 roga. Jledenne nposasnenunit AIIC nogpasymena-
eT MOXU3HEHHbIVI NPpUEM MeNMKAMEHTO3HBIX IIpelnapaTos,
TPeOYIIUX KOPPEKLINY CAMOCTOATEBHO U 110, KOHTPOJIEM
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Bpaya. be3yc/oBHO, 3TO TpebyeT 6OMBIION OTBETCTBEHHO-
CTY CO CTOPOHBI ITALIMEHTa I — B JIeTCKOM BO3pacTe — €ro
cemby. Hemanoi co)XHOCTBIO B afianTaluy K TaKOMYy pe-
SKMMY Y HalyeHTa ABJIA/Iach IOMHAA MOTeps 3peHMs B JeT-
cTBe. BeposaTHee Bcero, HacTosAllee YXyALIeHNE COCTOSHNUA
MalMeHTa CBA3aHO C OTCYTCTBMEM CaMOCTOATE/IbHON KOp-
PeKUVM 103MPOBOK ITIIOKOKOPTUKOMIHBIX IIpenapaToB Ipu
HOTPeOHOCTM, OTCYTCTBMEM CaMOKOHTPO/A IIMKeMUU U
afleKBaTHOJI MHCYIMHOTEPAIINIL.

3akmouyeHune

ATIIC Bce 4yanle BCTpEYAlTCA B KIMHUYECKON IIPAKTU-
Ke, B CBA3U C YeM HeoOXOfMMa LIIMPOKast OCBELOMIEHHOCTD
Bpaueil pasHOro npo¢uis o0 MPOSBIEHNUIX JAHHOTO CUH-
[pOMa, YTO MO3BOJIMT paHblle AMArHOCTUPOBATh 3aboie-
BaHUe, HOII6I/IpaTI) aHeKBaTHYIO TepaHI/[IO n YIIY‘{HIaTb Kaye-
cTBO XW3HM HanuenTta. Heo6xoauMo HeomHOKpaTHOE 00y-
YeHMe MAlMeHTOB PacllO3HAaBaHUIO NIPM3HAKOB HeafleKBaT-
HOJI 3aMeCTUTENIbHON Tepanuy, CaMOCTOATENbHON KOPpeK-
LMY JIeYeHUsI B CTPECCOBBIX CUTYalUAX, P CONYTCTBYIO-
mux 3aboneBaHusix. BBupy HecrennnuecKux NposiBIeHNU
Kpaﬁ[He Ba>XHO SaHOI[OSpI/[Tb OEKOMIICHCAIINIO HaAIlo4ded-
HI/[KOBOI”/I HEJOCTAaTOYHOCTU HpI/I OTCYTCTBI/II/I MHBIX HpI/I‘II/IH
oA YXYIIIHCHI/IH COCTOAHMA UM HE3aMEOJINTCJIbHO HA4YaTb
IIPOBOAIUTD JOMKHYIO T€PAINIo.
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