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CASE REPORT

Cayuaii U3 NpaKTUKH: UICTOPHS TUATHOCTUKHN M 0COOEHHOCTH TeYeHU s

AYTOUMMYHHOTI'O INOJITMIJIAHAYJIAPHOr0 CHHAPOMA 1-ro Tuna
© B.B. Tpownna*, H.lO. Pomanosa, A.C. Co3aeBa, E.A. TpowmnHa

HaunoHaAbHbI MEANMUMHCKUIA MCCAEAOBATEALCKUIA LEHTP SHAOKPUHOAOTUH, MOCKBa, Poccus

AYTOMMMYHHbI MOAUTAQHAYASIPHBIA cMHAPOM 1-ro Tuna (AMC-1) — peakoe 3ab6oAeBaHMe C ayTOCOMHO-PELIECCUMBHBIM TUIMOM Ha-
CAEAOBaHMsl, BbI3BAHHOE MyTaLIUSIMK B FreHe ayTOUMMYHHOTO peryastopa (AIRE). Aast 3aboAeBaHMs xapakTepeH KAMHUYECKUI No-
AMMOPMU3M, BKAIOHAIOIWLMIA, KPOME SHAOKPUHOMATUIA, APyrMe opraHocneundguyeckne npossaeHnd. lNoammopdusm 3aTpyans-
€T CBOEBPEMEHHYIO AMarHOCTUKY AAHHOTO cocTosHus. Oanako Hauwe Bcero AlNC-1 nmeeT xapakTepHbiit AeBI0T 1 onpeAeAeHHYIo
CTaAMIMHOCTb MaHMPeCcTaUmMn KAMHUYEeCKMX NMPU3HAKOoB. B AaHHOM CTaTbe HamMM ONMCaH KAMHUYECKWIA CAyHai 18-AeTHero naumen-
Ta ¢ noatBep>KaeHHbIM AC-1, TedeHne 3a00AeBaHNSA Y KOTOPOrO MMEAO CTepPTbIi XapaKTep Ha MNPOTSKeHUU AAUTEAbHOMO Nepu-
0Aa XM3HW 1 HE COOTBETCTBOBAAO KAMHUYECKMM KPUTEPUAM AMArHOCTUKM CMHAPOMA. BbiCOKOe Ka4eCTBO XM3HM TakKMX MaumeH-
TOB BO3MOXHO MPU CBOEBPEMEHHOMN, MHAMBUAYAAbHO NMOAOOPAHHOM 3aMECTUTEABHOM Tepanuu C MOCAEAYIOLNMM AMHAMUYECKMM
HabAloaeHneM. BaxkHO MOMHUTL O HEOOXOAMMOCTM CKPUHMHIA B rpynnax pucka (hopMmMpoBaHns KanHudeckmnx gopm AlNC y na-
LMEHTOB C OAHOM ayTOMMMYHHOI SHAOKPUHHOW naToAormei. [Mommmo st1oro, aag naumeHtos ¢ AlNC-1 ocoboe 3HavyeHne nmeet
NPeeMCTBEHHOCTb MEAMLIMHCKOTO HabAIOAEHMS Bpa4ammn AETCKOM M B3POCAOI SHAOKPUHOAOTMUECKOM CAYXKObl, YTO MOXHO Mpo-
CAEAUTb Ha MPUMEpPEe OMMCAHHOTO HaMM CAyYas M3 NMPaKTUKK.

KaroueBbie cA0Ba: ayTOMMMYHHBIA MOAMTAAHAYASIDHBIA CUHAPOM 1-ro Tuna, reH AIRE, KaHAMAO3, nepBuYHasi HaANoOYeYHUKOBas He-
AOCTaTOYHOCTb, TMMOKaAbLIMEMMS], KAMHUHYECKMIA CAYyYa.

Clinical case report: history of diagnosis and clinical features of type autoimmune polyglandular

syndrome 1

© Victoriya V. Troshina*, Natalia Yu. Romanova, Leila S. Sozaeva, Ekaterina A. Troshina

Endocrinology Research Centre, Moscow, Russia

Autoimmune polyglandular syndrome type 1 (APS-1) is a rare disease with autosomal recessive inheritance and it caused by muta-
tions in the autoimmune regulator (AIRE) gene. This disease has clinical polymorphism that including besides endocrinopathies
other organ-specific manifestations and that complicates to diagnose of this condition on time. However, most often APS-1 has a
characteristic debut and a certain stage of clinical symptom manifestation. This article describes a case report of an 18-year-old
patient with confirmed APS-1, in which the course of disease was erased over a long period of life and didn’t meet of clinical
criteria for the diagnosis in this syndrome. A high quality of life for such patients is possible with timely, individually selected re-
placement therapy with subsequent follow-up. It is important to remember the need for screening in risk groups for the formation
of clinical forms of APS among the subjects presenting with a single endocrine pathology. The continuity of medical supervision
by pediatric and adult endocrinological service physicians must be respected that can be traced on the example of the case from
our practice.

Keywords: Autoimmune polyglandular syndrome type 1, AIRE, candidiasis, primary adrenal insufficiency, hypocalcemia, case report.

AKTYaAbHOCTb

AYTOMMMYHHBII MOJUINAHAYASIPHBIA CUHAPOM
1-ro tuma (AITIC-1) — 310 «ophaHHOE» AYyTOMMMYHHOE
3abo0JieBaHKE: BCETO B MUpe onucaHo okoJjo 400 ciyya-
eB AIIC-1, 13 HuUX HanuboJbIIAs BCTPEYAEMOCTD 3a(PUK-
cupoBaHa B OurangHann — 1:25 000 HaceaeHUs, a caMast
OoJiblast OMMCAaHHAsA KOTOPTa MAllMEHTOB — POCCUICKas
[1-3]. ITpu AITIC-1 B ayTOMMMYHHBII MPOLIECC BOBJIEKA-
I0TCSl MHOTHE OpPTaHbl U CUCTEMBI, HO IS 3a00JIeBaHUS
XapaKTepHa «KJIacCIecKas» Tpraaa: KOXKHO-CITN3UCTHIN
KaHAUI03, TUTIOTIapaTHPEO03 U TIEPBUIHAST XPOHUYECKasT
HaanoyeyHukoas HepoctarouHocTs (XHH). s nocra-
HOBKU JMaTrHO3a TOCTATOYHO JIBYX U3 3TUX TPEX CUMIITO-
MOB. OTHaKO 4acTO KJIMHUYECKAs KAPTUHA JOTOTHSIETCS
TpU3HAKaMU ayTOUMMYHHOTO TIpoliecca B ApyTruX opra-

HaxX U CUCTeMax: caxapHbIM aAuabetom | Tuma, TurnoroHa-
JIU3MOM, TUTIOTIUTYUTAPU3MOM, AyTOUMMYHHBIM TUPEOU -
JNUTOM, OYaroBOM ajonenreit, ruroria3ueit 3yoHoi aMa-
JI1, ayTOMUMMYHHOW 3HTeponaTueil (ManbadbcopOuus),
ayTOMMMYHHBIM TETaTUTOM, B ,-nedurHoit aHeMu-
el 1 aTpo(pUUeCKUM racTpUTOM, a TAKxKe UHbIMU, OoJiee
peakumu cuMmnrtomamu [3, 4]. ITukoMm AuarHoCcTUKuU 3a-
00J1eBaHUS SIBJISIETCS BO3PACT OKOJIO § JIET, XOTS MaHUbe-
CTalKs NepBbIX CAMIITOMOB 3200JI€BaHUSI, KaK MTPaBUJIO,
MPOUCXOIUT B MEepPBbIe TONbI KU3HU [4, 5, 8]. B ocHOBe
3a00JIeBaHUS JIEXKUT HApYIIEHUE CTPYKTYpbl reHa AIRE
(aQyTOMMMYHHOTO PeryysiTopa), pacroj0XXeHHOTO Ha XpOo-
mocome 21q22.3 u coctosiiero u3 14 ak3oHoB. BoaMox-
Ho 6osiee 50 MyTaluii TAaHHOTO TeHa, U3 KOTOPBIX HAUO0-
Jee pacripoctpaHeHsl R257X, 109del13, R139X [3]. Cam
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ayTOMMMYHHBITI MEXaHU3M OCHOBBIBAETCSl Ha Hapylle-
HuU T-KJIETOYHOrO UMMYHUTETA U, KaK CJIEACTBUE, MO-
BBILLIEHUY aKTUBHOCTU T-KusuiepoB u T-xeanepos B OT-
HOIlIEeHUU opraHa-muineHu. [latonorus B-xierouHoro
VUMMYHUTETA MpPeIcTaBIeHa MPOAYKIIUENH ayTOAHTUTEN
K KOMIIOHEHTaM TKaHell SHIOKpUHHBIX Xkeie3 [4]. Tak,
TOBOPST O XPOHMYECKOM KOXHO-CITM3UCTOM KaHIUI03¢e,
ciaenyeT otMeTuTh, yTo npu AIIC-1 BbIpabGaTeIBatOTCS
HEUTpaU3yoIMe ayTOAHTUTEIa TPOTUB LIUTOKUHOB:
IL-17A, IL-17F u IL-22, KkoTOpble UMEIOT peliaroliee
3HAYEHME TSI 3aUThI OT TPUOKOBBIX MHMEKIINIA, KpoMe
TOro, oTMevaeTcs au3peryasuus npoaykiuu [L-23p19 B
MOHOIIUTaX [6]. Y GOJBIIMHCTBA MALIMEHTOB KOXKHO-CJTH -
3UCTHIN KaHIUI03 TIPENIIECTBYET APYTUM UMMYHHBIM
HapyueHusiM [7]. UHTepecHO, 4YTO HaJlu4ue aHTUTEN K
21-runpoxcunasze (kKio4eBoMy hepMEHTY alpeHaAIOBO-
TO CTEpPOUIOTeHE3a) KOPPETUPYET C HANMOUYEYHUKOBOM
HEIOCTaTOYHOCTBIO, & MPUCYTCTBUE AHTUTE K TPUMTO-
(aH-runpokcunase (yyacTByroueii B OMOCUHTE3E Cepo-
TOHUHA) XapaKTEepHO ISl CUHAPOMA MajibabcopOLuu.
[TpucyrcTBre aHTUTEN, CTIEU(PUUHBIX IJIS TApaTUPEO-
unHoro cneuuduueckoro 6enka NALPS y maumeHTOB ¢
TUITONIapaTUPEO30M, KOPPEIUPYET C pa3BUTUEM TUTIONA-
patupeo3sa npu AITC-1 [1].

3abosieBaHUE B T€YEHUE MHOTUX JIET MOXET UMETh
CTepTOe TeYeHUEe W HE COOTBETCTBOBAThH KJIACCUUECKUM
KJIMHUYECKUM KPUTEPUSIM TUATHOCTUKH, KaK 3TO ObLUIO Y
OTIMCHIBAEMOTO B TAHHOM CTAaThe MaIlMeHTa, YTO 3aTPY/I-
HSIET IUATHOCTUKY U BJIMSIET HAa KAYECTBO OKa3bIBAEMOM
TMOMOIIU NAIMEeHTy. YUUTHIBass OYEHb PEIKYIO BCTpe-
YaeMOCTbh, KTIMHUYECKOE pa3HOOOpa3re MposiBICHUN 1
CJ0XXHOCTb AuarHoctuku AITC-1, npeacrasisieM aHAJIU3
ciIydasi 3a00JieBaHUS MAallMEeHTa, HAXOAUBIIErocs Ha Jie-
yeHuu B PI'bY «HMMULI sanokpuHOIOrMN» MUH3Ipa-
Ba Poccuu cHavasa B UHCTUTYTE NETCKOM SHIOKPUHO-
JIOTUU, a IO JOCTUXKEHUU 18 JIET B OTHese TepaneBTuye-
CKOI SHIIOKPUHOJIOTUMU.

Onucanume cayyas

C 1epBbIX MECSIIEB KU3HU Y TTAlIMeHTA TTPOSIBUIINCH
MPU3HAKY PELUIMBUPYIOIIETO KAHIMUI03a MTOJIOCTH pTa.
B nanbHeiieM nprcoenMHMIACH KIMHUYECKAs KapTUHA
SHTeponaTuu (xpoHudeckas nuapes). C 2,5 Mec XKU3HU
oTMevayach aHEeMUsI, KOTOpasl BHavajle paclieHUBaJIach
Kak xeJe3oae@uIMTHAS U MAlUEeHT MOoJydyal TeParuio
npernapaTtaMmu xeje3a SHTEePaJbHO U MTapeHTePaIbHO.
C 9 Mec XU3HU — YacTble OPOHXUTHI, OPOHXOITHEBMOHUHU.

B Bo3pacte 9 siet BriepBbIe y TalleHTa YCTAHOBJIEH
XpOHUYECKUI (PUOPO3HBINA MyNIbIHUT.

B Bozpacte 13 net ¢ anemueii Tskenoii ctenenu (Hb
64 1/1, 3p. 1,92x10'%/1) 1 xxanobamMu Ha 60U B HOTaX U
KUBOTE, OJIETHOCTh KOXH MAIlMEHT ObLUT TOCTIUTAIN3M -
pPOBaH B reMaTOJIOTMYECKOE OTIEIeHUE PerMOHATbHON
JIETCKOU OOJBHUIIBI IO MECTY KUTEJIhCTBA, TAe Oblia
ycraHosiieHa B ,-neduimtHas aneMus TaxeIoi crerne-
HU. Taxke y manpeHTa ObLTY TIPOSIBJICHUSI HepoIrmaTum
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HWXXHUX KOHEYHOCTEH, KOTOpas B MOCIEAYIOIIEM MO~
TBEpKAEeHa MPU MOMOIIM 3JeKTpoHeporpaduu (Hapy-
LIEHUE TPOBOAUMOCTH, MMPEUMYIIIECTBEHHO MO CEHCOP-
HBIM BOJIOKHAM ), YTO TaKKe SIBJISIIIOCH TPOSIBJICHUEM Jie-
duunTa BUTAMHUHA Blz.

B Bo3pacre 15 5ieT B cBs3U ¢ peddpakTepHOIi K Tepa-
MUY aHEMUEU B XOlle TMAaTHOCTUYECKOTO MOUCKa Obuia
MPOBeJIeHa TPEMaHOOUOTICHUS, TI0 pe3yIbTaTaM KOTOPOi
HUCKJTIOYEHA ariacTuieckast aHeMus. B CBS3U ¢ TSKenon
SHTEPOIATHEN MallMeHT ObLT 00C/Ie0OBaH Ha MpeIMET Ha-
JINYUS UETMAKUU — aHTUTEN K InaauHy IgA u TkaHeBoi
TpaHcTyTaMuHaTe IgA BoIgBiIeHO He ObL10. [To TaHHBIM
TacTPOCKOIUU, ObUIM JUarHOCTUPOBAHBI KAHAUI03 M-
1IEeBOMIa U XPOHUYECKUIA racTpuT. [IpoBoauiack Tepa-
VST TPOTUBOTPUOKOBBIMU TIpETiapaTaMu, MHTUOUTOpA-
MM TIPOTOHHOM ITOMITHI M BATAMUHAMMU TpyNIibl B.

B Bospacte 16 JieT maeHT ObLT rOCITUTATM3UPOBAH 110
MECTY XUTEIbCTBA B TSKEJIOM cOCTOSTHUU. C y4eToM OT-
CYTCTBUSI peaKlIMU Ha OCMOTP, C1a00CTH, BSJIOCTH, PBOTHI
B COUETAHUU C IEPUOJUYECKON Tuapeeil MalueHT ObL1 e-
PEBENEH B OTAE/ICHUE peaHUMALIMM U UHTEHCUBHO Tepa-
WU, TIIe TPOBOAWIACH MH(DY3MOHHAS Tepanusl IIII0KO030-
COJIEBBIMU pacTBOpaMu. Bo BpeMs JaHHOI rocnuTanu3a-
LIMU TSDKECTh COCTOSTHUS MAllMeHTa He Oblia 00yCIOBIeHa
IeULIMTOM BUTaMKUHA B, , 1 aHeMUEi; PK MOCTYTUIEHN
remorio6us 116 r/n, putamun B, 1500 rir/mi1, xene3o
9 Mxmob/71. Tlocne cTabuIM3ay COCTOSTHUS TTAIIMEeHT
ObL1 BeIMUCaH 10MOU. C 3TOro Xe BpeMEHU Y Hero OTMe-
YAJIUCh TATA K COJICHOU MUIIlE, MOTEMHEHUE KOXHBIX TTO-
KPOBOB, CHIKEHHE MaCChI TeIa.

B teueHue craemyromux 2x Mec y maiMeHTa MmosiBU-
JIUCH XaJTOOBI Ha 00JIM B HOraX, HEBO3MOXKHOCTb BCTaTh
W3-32 MBILIEYHOU c1abOCTH, XXUAKUMN CTy1 4—5 pa3 B
JIeHb, 60711 BHU3Y XUBOTA. [1alirieHT ObLI BHOBb TOCITU -
TAJTU3UPOBAH B CTALIMOHAP MO MECTY XUTEJIbCTBA. BHOBB
MPOBOIWJIACH TePAMUs TIIOKO30-COJEBBIMUA PaCTBOpA-
MU, TIpenapaTaMu keje3a, BUTAMUHOTeparnus. Boimu-
CaH C yJIy4llIEHUEM, OJHAKO Yyepe3 3 Mec ¢ TEMU XKe Xa-
JIO6AMU TOCTTUTAIM3UPOBAH MTOBTOPHO, MALIUEHTY MPO-
BOJAMJIACH CUMIITOMATUYECKAs TEPATIUSL.

B Bo3pacre 16 siet 11 Mec mamueHT ¢ )Xajno6aMu Ha
COXpaHsoIIMecs 00U B XKUBOTE, MBILIIEYHYIO CJTA00CTh
ObLT TOCTTUTATU3UPOBAH B TACTPOIHTEPOJIOTUYECKOE OT-
JleJIeHrEe TI0 MEeCTy XuTeNbcTBa. [1pu o0cienoBaHuM y
MaleHTa OTMEYaJI0Ch AaHEMUS CPETHEN CTETNeHU TsKe-
ctu (Hb 93 1/1), obpamiano Ha ceOs1 BHUMaHUE TTOBbI-
1IeHUe aKTUBHOCTU 0011ei ppakiium kpeaTuHpocdo-
KuHa3eI 10 1532 En/n, KkoTopast B AMHAMUKE CHU3WIACH
1o 341 En/n. TlaumeHTY IpOBOIMIOCH MCCIIETOBaHIE
cneuruUIECKUX aHTUTEIT, XapaKTEPHBIX JIS LIETUAKUU
u reriatuta: ANA, ASCA, AMA-M2, antutena K TJu-
anuHy otpunartejbHo. [To naHHbBIM Y 3-uccienoBaHus
OpIOLIHON TMOJIOCTU OblIa BBISIBJIEHA MUKPOJUECHUS
(pa3mepsl cenezeHku 4,0%2.3 cm), me3aneHur. [1o naH-
HbiM OTJIC — kanaumo3 nuieBonaa. st uCKIIoueHUsI
BOCIAJIUTENILHOTO 3200JIeBaHNsI KUIIEYHUKA MO 00-
1Iei aHecTe3ueil ucciaegoBaHa CIM3UCTast 000JoYKa
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KAMHWYECKIM CAYHAN

TOJICTOTO KUIIIEYHUKA: KaTapaJIbHbIN KOJUT MaJlOi CTe-
TIeHW aKTUBHOCTHU. B MocTHapKO3HOM TIeprosIe TepeBe-
JIEeH B OTIEeJIeHUe peaHuMallu U UHTEHCUBHON Tepa-
MK, KOHCTaTUPOBaHA KIIMHUYECKAst CMEPTh, ABYKPATHO
(ukcupoBaachk 0OCTaHOBKA CepAla; MTPOBOIUINUCH pe-
aHUMalMOHHbIe Meponpusatud. [locie ctabunuzanuu
COCTOSIHUS Y 007BbHOTO c(hOPMUPOBATUCH JTIEBOCTOPOH-
HUI reMuTnapes3, HapylleHue YyBCTBUTEIBHOCTU B 00-
JIACTU JIEBOTO MJIEYEBOIO CYCTaBa, JIOKAJIbHO HA y4acT-
ke koxu mexay I u I manbiamu npaBoii ctomnsl. B mmo-
CTpeaHUMAIIMOHHOM TEePUO/Ie OTMEYAIOCh CHIDKEHE
Hb no 85 r/n, runmonarpuemust 122 MMOJIb/J ¢ TUTIEpKA-
nuemueit no 7,0 MMoJb/J1, TunioxiopeMust 91 MMoITh /1.
ITpoBeneHo onpeneneHre KOHLEHTPALIUU KOPTU30JIA:
8,1—7,64 umoub/n. s nanbHEMIIEro o0ciaeI0BaHus
MalMeHT ObUI ePeBEACH B 9HIOKPUHOJIOTUYECKOE OT-
NleJIeHre, TIe Ha OCHOBAHUY AJIEKTPOJUTHBIX HapylIlle-
HUI (TUTIOHATPUEMUSI, TUTIEPKATUEMUSI), CHUKEHUS
KOHIIEHTPALIMU KOPTHU30J1a 10 7,64 HMOJIb/J, TIOBBIIIE-
Hus KoHneHTpanuu AKTT mo 1250 nr/mit, ToBsIIIe-
HUSI KOHILIEHTpaluu peHnHa 1o 741 MxEn/mit BiepBbie
yCTaHOBJICHA TIEPBUYHAST HAATIOYEUHUKOBAsT HEJOCTA -
TouHOCTh. [larieHTy OblJIa HAa3HAUYEeHA TepaTusl THAPO-
KOPTU30HOM (110 15 Mr/cyT) 1 hIynpoKOpTU30HOM (T10
0,1 mr/cyT), Ha (pOoHE YETO HACTYITMIIO 3HAUMMOE YITyd -
LIEHUE COCTOSTHUS.

Yepes 3 mec, B Bo3pacTe 17 jeT, BO3HUK pEeLUAUB
c1ab0CTH B pyKax M HOTaXx C HEBO3MOXHOCTBIO BCTATh,
JlepKaTh MPEIMETHI, MMOSIBUWJINCH HAPYLIEHUS TJIOTAaHUS
(monepxuBaHus). [TaneHT ObLT HATIPABJIEH B TACTPOH-
TEPOJIOTUIECKOE OT/IeJIeHNE IeTCKOTO CTaliMoHapa deje-
PaJIbHOTO YPOBHSI C TMAarHO30M «0boJie3Hb KpoHa», KoTo-
PpBbIii BIIOCJIEACTBUAM ObUT UCKJTIOUEH. [1pu rocnurtanusa-
LMY COCTOSIHUE MallMeHTa ObLIa paclieHEHO KaK TsKeJloe
BCJIEZICTBUE BBIPAXKEHHBIX JIEKTPOJIUTHBIX HAPYILIEHUI
(xammit 1,7 mmonb/n, Hatpuit 146 Mmmonb/). KoHIileH-
Tpauusl peHUHA ObLUIa Pe3KO CHUXXEHA. B cBsA3M ¢ TsKe-
CTBIO COCTOSIHUSI ObUT TPOBECH KOHCUJIMYM C TIpUBJIE-
YEHUEM JIETCKUX SHAOKPUHOJIOTOB. Y MallMeHTa TUarHo-
CTUPOBaHA MePeno3upoBKa MIyIPOKOPTU3OHOM.

Ha ¢doHe cHMXeHUs M03bI TIpernapara HaCTYITUIn
HOpMaJIu3alusl KOHLIEHTPALUU JIEKTPOJIUTOB U YIIyd-
IIEHWEe CAaMOYyBCTBUS TalleHTa. Takske, yauThIBast Ha-
JINYMe y MalMeHTa COYeTaHusI XpOHMIEeCKOTO KaHIUIO-
32 KOXW U CJIM3UCTHIX 000JI0UEK, IIEPBUIHOM HAATIOYey -
HMKOBOI HEMOCTATOYHOCTH, CUHIpOMA MaJibabcopOIInu,
TUTIOTIJIA3UU 3yOHOU! AMasiu, MEPHULIMO3HOW aHEMUU,
6bL10 3an0q03peHo Hannuue y nanueHTta AIIC-1. ITanu-
eHT ObUI TiepeBeieH B HCTUTYT 1eTCKO SHIOKPUHOJIO-
i ®T'BY «<HMMWL] sHnokprHOJIOTUN», TIIE TIPOBEIEH
CKPUHWHT Ha TMPeAMET HAJTMIUS IPYTUX KOMITIOHEHTOB
3a6oneBanus. [1o nanusiM KT opraHoB 3a6prolinHHO-
ro MPOCTPAHCTBA, Yy MAllMeHTa YCTAHOBJIEHA TUTIOTIa-
314 CEJIE3€HKU, NPYTUX HOBBIX KOMITOHEHTOB ATIC-1
Ha MOMEHT TOCMUTAIU3alluM BBIIBIEHO He ObLT0. Tak-
K€ TIPOBeIcHA MOJIEKYJIIPHO-TeHeTUYecKas Bepuduka-
s [uarHo3a: B reHe A/RE (oO0Hapy:kKeHO IBe KOMIIa-
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YHI-T€TepO3UTOTHBIE MaTOreHHble MyTauuu — R257X u
AS8YV). Taxke manmeHTy B pamkax rpanta PH® npose-
JIEHO UCCJIEIOBAHUE AHTUTEJ, XapPAKTEPHBIX TSI ayTOUM-
MYHHOTO TIOpaXKeHWsl HAIIMTOYeYHNKOB, — K 21 -TUIpOK-
cunase (1,381 En/n mpu Hopme 1o 0,4 En/i). Takxke 00-
cienyeMoMy ObUIO ITPOBEACHO UCCIEIOBAHUE AaHTUTEN K
UHTEPDEPOHY-®, MOBBIILIEHHOE 3HAYEHUE KOTOPBIX SIB-
JISIeTCS JOMOJHUTEbHBIM TUATHOCTUYECKUM MapKe-
pPOM: MHAEKC aHTUTEJ K uHTepdepony-w coctaBua 100
npu Hopme 1o 15.

B cBs3u ¢ TeM, uTo 326071€BaHUE HOCUT AyTOCOMHO-
pelLeCCUBHBIN XapakTep, ObUT 00CIeA0BaH MIIAAIINI OpaT
MalMeHTa — MUK OKA3aJIC 3[I0POBBIM F€TEPO3UTOT-
HBIM HOcuTeJleM myTaiuu R257X.

B Boszpacre 17 et 11 Mec naiiMeHT ObLI TOCIUTATN -
3UPOBaH MOBTOPHO B MIHCTUTYT eTCKOI 9HIOKPUHO-
Jjornu. Ha MOMEHT rocniutaiu3aluyy MalueHT IpeIbsiB-
JISUT Kajto0bl HA OHEMEHNE HUXKHUX KOHEUHOCTE!; mpu
OCMOTpE Y allMeHTa ObLT SIPKO BBIPAXEHHBIN TTOJIOXU-
TeJbHBIN cuMIToM XBocTeka. OmnpenesieHa KOHIIEHTpa-
1Ml KaJIbLIMS B KPOBU U BBISIBJIEHA BBIpaXXeHHAs TUTIO-
KaJTbLIMEMHUS: KaJTbIIi oOmmit 1,85 MMOIIb/J, KaabLMi
MOHU3UPOBaHHbIM (0,8 MMOJTB/J, TIPU 3TOM COJiepKaHKe
docdaToB B KpoBU ObUIO B ITpefiesiax HOPMaJIbHBIX 3HA-
yeHuii — 1,12 MMosb/11. B cBsI3u ¢ HOpMaTbHOI KOHIIEH-
Tpauueit pochaToB OBUIO MPEATOIOXKEHO, YTO TUITOKAIb-
IIMeMUs CBsI3aHa HE C pa3BUTHEM TWIIoTIapaTupeo3a, a
CBsI3aHa C PE3KUM CHIKEHUEM KOHIIEHTPAIIMY BUTAMM -
Ha D, 4To ObUTO MOATBEPKIEHO JAO0OPATOPHO: Y MAllUEH-
Ta pa3BWINCh TUITOKAIBbIIMEMUSI U BTOPUYHBII TUTIEpIa-
paTtupeos (mapaTropMoH 253 iir/mit) Ha (poHe BhIpaXkeH-
Horo nedunura 250H-sutamuna D. [1pu nposeneHnu
PEHTTeHOBCKOU AJEHCUTOMETPUU BBISIBJICHO BbIPaXeH-
HOE CHMKEHUE KOCTHOH MJIOTHOCTHU B MIOSICHUYHOM OT-
Jiesie Mo3BOHOYHMKA (Z-score total=—4,5). HazHaueHbl
npenapatsl HATUBHOM (xosneKanbLudepos), a TakKe ak-
TUBHOM (anbdakansunnoi) dopm ButamuHa 1, Karbuust
Ha IOCTOSTHHOI OCHOBE, OblJIa CKOPPEKTUPOBAHA 3aMe-
CTUTEJIbHAS Tepanusl HaAIIOYeYHUKOBOW HEJOCTATOYHO-
ctu. OT Ha3HAYEHUS IPenapaToB ISl TEPAIUU OCTEONO-
po3a ObLTIO PElIeHO BPEMEHHO BO3JAEPXKATHCS B CBSI3U C
TUMTOKAJIBLIMEMUEN U TPOBECTU IMHAMUYECKOE 00CIEN0-
BaHWE MalKeHTa Ha (h)OHEe BOCTIOIHEHUS AeduiLIuTa BU-
TaMuHa [| ¥ TOCTUKeHUST MeMMKaMEHTO3HOM KOMITeHCa-
LIMA BTOPUYHOIO TUIEpIIapaTUpeos3a.

Hanee nauveHT ObLT TOBTOPHO OOCIENOBAH B OT/E-
Jie TeparieBTrdecKoit aHmpokpuHogoruu @I'bY «HMUILL
SHIOKPUHOJIOTUW» C LIeJIbI0 TMHAMUYECKOTO 00CIe10Ba-
HUSI, HEOOXOMMMOCTY KOPPEKIINY MEIMKAMEHTO3HOM Te-
panuu yepe3 5 Mec B Bo3pacte 18 yiet. [1o maHHBIM 006-
cJIeIOBaHUs, OTMeYaach MOJOXUTEIbHAS AMHAMUKA TT0
BOCITOJIHEHUIO AedulinTa BUTaMruHa D 1 BTopuuyHOMY I'Mi-
TeprapaTupeo3y — HOPMOKAJIbLIUEMUST U KOHLIEHTPALIUS
napaTropMoHa B mpeaesnax pedepeHCHbIX 3HaueHui. [1o
JAHHBIM ICHCUTOMETPUU — TTOJIOKUTEbHAS ITUMHAMUKA
(Z-score total L,_|,,-4,2, Z-score neck -3,0). bouro mpu-
HSITO pellleHue O NajbHeUIIeM MPOIOKEHUU Teparnuu
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HATUBHOU M aKTUBHOU (hopM BuTammHa D u mpermnapa-
TaMmu Kajblys. OT Ha3HAYEHUS MIPENapaToB s Jieue-
HUS OCTEONOpo3a ObUIO PEIIeHO BO3IEPKAThCS, B CBI3U
C IOCTVDKEHMEeM MeTMKaMEeHTO3HOU KOMITEHCAIlUe BTO-
PUYHOTO TUMepHapaTupeo3a, MoJIOXKUTEIbHON TUHAMU -
KU cO CTOpOHBI Tokasaresneidr MITK.

Ha MoMeHT rocnutanu3aluuu maiyeHT ObUT JeKOM-
TIEHCUPOBAH IO TIEPBUYHON HAAITOYEUHUKOBOU HENlO-
CTATOYHOCTHU M XPOHUYECKOMY KaHIUI03y — Teparus
CKOPPEKTUPOBAHA C MOCenyolIeil HopMau3aluuei co-
cTosTHUA MaiueHTa. HoBbIX KOMIIOHEHTOB 3a00JIEBaHUS
Ha MOMEHT MTOCJIEAHETO 00CIeT0BaHUS TAlleHTa He 00-
HapyXeHo.

Oo6cyxaeHune

JaHHBI clTyyaid SpKO JIEMOHCTPUPYET BAaPUAHT Te-
yeHust AIIC-1, B KOTOpOM SIBHBII UHTEpeC MpeacTaB-
JISIET 3TAITHOCTh MaHU(peCTallM CUMIITOMOB. B mep-
BYIO OYepeb OTMEUYAIOCh Pa3BUTUE KOXHO-CIU3ZUCTO-
TO KaHAUI032a (MMPAaKTUUECKU C POXKICHUS) U aHEMUH, C
JaTbHEUIIMM MTPUCOEINHEHUEM MaTbabCcopOLIMU U TU-
MOTUIa3UU 3yOHOI Maii — KJIMHWYECKas KapTUHa, 1o
KOTOpOV¥i eltie cioxHo npeanonarats AIIC-1. Mexny no-
spiaeHueM cumnTomoB XHH (moTeMHeHUe KOXHBIX TTO-
KPOBOB, TSTa K COJICHOM MUILle, CHUXEHUE MACChl Tela
B 16 JieT) ¥ ycTaHOBJIGHMEM MAarHO3a Ha MPOTSKEHUN
roja MalMeHT Haxoawics 0e3 3aMeCTUTEbHOU ropMo-
HaJIbHOU Tepanmuu. B aTOM Xe Bo3pacTe MOSBISIOTCS
NaHHbIe ¥Y3-uccienoBaHusi, 0OHapyKMBalOIUe TUI0-
TUTa3UI0 CEJIE3EHKU.

OCcoBEHHOCTh TAHHOTO KJIMHUYECKOTO ciiydas 3a-
Kmoyaetcs B ToM, uto AITC-1 maiueHTy ObL1 yCTaHOB-
JIeH B Bo3pacte 17 jieT, XOTS nepBble KITUHUYECKUE TPU-
3HaKU 3a00JIeBaHUS MTOSIBUJINCH €1lie 10 | Toma XU3HU.

Pacnipoctpanenue nHdopMalm 0 TaKOM PENKOM,
HO TSKEJIOM 3a00JIeBaHUM MO3BOJIUT BpayaM ObITh UH-
(opMUPOBAHHBIMU U CBOEBPEMEHHO MpeanosaraTb U
JMUATHOCTUPOBATH €r0. MI3BeCTHO, YTO KPU3 MTEPBUYHON
HaJITOYEYHUKOBOW HEOCTATOUHOCTH SBJISIETCS OJHON U3
YyacThIx NpuyrH cMeptu auueHToB ¢ AITC-1 [1]. Coes-
pEeMEeHHas TMarHoCTUKAa 3a00JIeBaHUS HA 9Tare MePBbIX
KJIMHUYECKUX MMPU3HAKOB MTO3BOJIUT IMTOCTPOUTH IJIaH 00-
CJIeIOBAHUS U JIeUeHUS NalleHTa TAKUM 00pa3oM, 4TO-
OBl M30€KaTh PA3BUTHS XKU3HEYTPOXKAIOIINX COCTOSTHU T
(ocTpad runokanbuueMusi, Kpu3 NepBUYHON HAATIOUEY -
HUKOBOI HE0CTaTOYHOCTH) W Ha3HAYUTh Teparuio Ha
JTOKJIMHUYECKOM dTarle.

CASE REPORT

3akAloueHue

Taxum o6pazom, mposienenust AIIC-1 Bcerna monu-
MOPGhHBI U CKIIAIBIBAIOTCS B UHAVBUIYAIBHYIO KIIMHUYE-
CKYIO KapTUHY, 4TO TpeOyeT Mpu 0O0HapYKEeHUU OTHOTO
AyTOMMMYHHOTO 3200JIeBAaHUSI B COYETAHUU C APYTUMU
MaJIBIMU KOMIIOHEHTaMu 0oJiee TIIaTeIbHOTO 00cen0-
BAaHUS U UCKITIOYEHUST BO3MOXHOCTHU JJATEHTHOTO Teye-
Hus AITC-1 B rpynnax pucka. BeicokoahheKTHBHBIM
SIBJIIETCSI CKPUHUHT UUPKYJIUPYIOLIAX AaHTUTEIN, XapaK-
TepHbIX 1151 KoMIoHeHTOB AITC-1, B YyacTHOCTH, aHTU-
Tell K uHTepdepony-w. [1pu cBoeBpeMeHHOU quarHo-
CTUKE BO3MOXKEH CTapT Tepanuy Ha Tarie, Koraa MIUHU-
MaJIEH PUCK PAa3BUTUS KU3HEYTPOXKAIOIIUX COCTOSTHUI,
YIYYIIIAeTCs KAYeCTBO U MPOIOJIKUTEIBbHOCTD KU3HU Ta-
ueHToB. TpebdyeTcss oOydyeHUe NalMeHTa U €ro CeMbU
MPUHIIMIIAM 3aMECTUTEIbHON TOPMOHAJIBHON Tepanuu,
BbIpAOOTKA MOTUBALIMU Ha JICYEHUE U OCTOSTHHBIN KOH-
TPOJIb Ta0OPATOPHBIX TOKA3ATEIEH.

AonoAHuTeAbHast Hhopmaums

,HOHOJIHHTCJI]:HI:IC MarTrepuaJibl K CTaThe

Puc. 1. BuemHuii Bu1 60J1bHOTO.
JlocTyneH Ha UBeTHO¥ BKJIeiike u B ceTn VlHTepHeT:
https://doi.org/10.14341/probl10295-4274

Puc. 2. TunepnurMeHTalMs JAJ0OHHBIX JUHUIA.
JlocTyneH Ha uBeTHO# BKJIeiiKe u B ceTu VIHTepHeT:
https://doi.org/10.14341/probl10295-4275

Puc. 3. TunepnurMeHTaIMs JOKTEl U KOJIEHEH.
JlocTyneH Ha IBeTHOIi BKJIeiike U B ceT IHTepHeT:
https://doi.org/10.14341/probl10295-4276

Puc. 4. Kauanno3s cau3ucToii A3bIKa.
JlocTyneH Ha uBeTHO¥ BKJIeiike u B ceTn MlHTepHeT:
https://doi.org/10.14341/probl10295-4277

Wcrounuk unancupoBanus. VMccienoBanue aHTuTeN K 21 -ruipokcu-
J1a3e U MHTephepoHy MPOBEIEeHO MPH MojIepxkKe Poccuiickoro Hayd-
Horo ¢onaa (I'pant PH® Ne17-75-30035).

Coraacue nanuenra. [TanyeHT 106pOBOJIBLHO MOANKUCAT MHPOPMUPO-
BaHHOE coIJIache Ha MyOJMKaLMIO EPCOHAbHON MEIMIIMHCKON MH-
dopMannu B o6e3MueHHO# hopme B kypHase «I1pobiaeMbl 3HI0-
KPUHOJIOTUM».

KondmkT uHTepecoB. ABTOPHI IEKJIapUPYIOT OTCYTCTBUE SIBHBIX U IO~
TEHIMAJbHbIX KOHMJIMKTOB MHTEPECOB, CBSI3aHHBIX C MyOIMKaLMei
HaCTOSILLIEI CTaTbH.
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