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B cTaTbe onucaHO KAuHUYecKoe HabnwoaeHue
NepPBUYHON HAAMOYEYHUKOBOWN HEAOCTaTOYHO-
CTU C MaHudecTauven B HETUMUYHO MO3LHEM
Bo3pacTe. HapgnouyeuHukoBas He[OCTaTOYHOCTb
B COBOKYMHOCTW C APYTVMMW KIVHWUYECKUMU CUM-
nTOMamy MO3BOAUNA MPeAnoNoXUTb  Hanmune
ayTOMMMYHHOTO MONWINaHAYAPHOrO CUMHAPOMA
1-ro TMna. B mocnepyowem ArarHo3 nopgTBEp-
[leH pe3ynbTaTamy reHeTUYECKOro UCCIe0BaHMA.
K 0co6eHHOCTAM [aHHOIO KJIMHMYECKOro Habnio-
[eHNA MOXHO OTHeCTW BO3pacT MauueHTa, npw
KOTOpOM npowusowsa MaHudecTtauua 3abonesa-
HWA, — 49 neT. OTCYTCTBME NeYeHNA NMPUBENO K Bbi-
paeHHOWN AeKOMMEHCALMI COCTOAHUA MaLneHTa.
MpuBeaeHHoe KMHUYeCKoe HabnogeHue npw-
3BaHO aKLEHTMPOBaTb BHUMaHWe Bpayeil Ha He-
06X0AMMOCTN MEPBUYHOTO BbIABNEHNSA 6GOSbHBIX
C HaAMoYeYHUKOBOW HEAOCTAaTOUYHOCTbIO U MPO-
BeleHNs afjeKBaTHON CBOEBPEMEHHON Tepanuu.

MprHUMan BO BHMMaHWe BCTpevawowmeca Tpya-
HOCTM NarHOCTVKW, CleflyeT NMoBbilIaTh OCBeJOM-
NEeHHOCTb O AaHHOM 3a6051eBaHNM NPAKTUKYIOLLNX
Bpayer pasHbix cneynanbHOCTEN.

KnioueBble cnoBa: ayTOMMMYHHbI NOAUrNaHAy-
NAPHbIA CUHAPOM 1-ro Tvna, NepBUYHaA Hagno-
YeYyHNKOBaA HeJoCTaTOYHOCTb, reH AIRE, KaHau-
[103, rmnonapaTMpeos

Ana untupoBaHus: TpolwnHa BB, pebeHHmKkoBa TA,
benas XKE. KnuHuueckunin cnyyain nosgHe maHuobe-
CTaLMM NEPBUYHON HALMOYEUHUKOBOW HEAOCTATOY-
HOCTW B pPaMKax ayTOMMMYHHOTO MOAWTAaHAYNAP-
HOro cMHapoma 1-ro Tvna. AnbmaHax KAMHUYECKOM
MeauumHbl. 2019;47(2):175-9. doi: 10.18786/2072-
0505-2019-47-017.
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YTOMMMYHHBIN ITONIUITIAHAY/ISIPHBIA CHH-

mpoMm 1-ro tuma (AIIC-1) xapakTepusyeTcs

codeTaHMeM TPeX OCHOBHBIX 3a00/IeBaHuil:

XPOHMYECKOTO KOYXHO-CIIM3UCTOTO KaH/U-
1033, MEepBUYHOTO TUIIONAPATMpe03a U IePBUYHON
XPOHMYECKON HA[IIOY€YHNKOBO! HEOCTAaTOYHOCTY
(1I-XHH) [1, 2]. I[TpuHAT TaKkXXe TEPMUH «ayTOMMMYH-
Hasl HOMMAIHIOKPMHONATUSA — KaH[UI03 — SKTOHEp-
manbHas puctpopus» (APECED). Mauudecramnus
KOMIIOHEHTOB 3a00/IeBaHNus IPOTEKaeT B [JOCTATOU-
HO TOYHOM XPOHOJIOTMYECKOM IIOpsifiKe: Ooree uem
B IMOJIOBMHE Cy4aeB NepBbIM nposreHneMm AIIC-1
CTaHOBUTCA KaHJUAO3, BTOPBIM — TUIIONAPATHPEO3
U TPeTbMM — HAJIIOYEYHMKOBAs HEJOCTATOYHOCTD.
BmecTte ¢ TeM codeTaHUe BCEX CUMIITOMOB W3 TpHa-
IbI BCTPEYaeTCs TONbKO Y IIOTIOBYHBI OOMBHBIX C MOK-
tBepKaeHHbIM AIIC-1. BosmoxxHO mpucoenyHeHue
U IPYIMX ayTOMMMYHHBIX 3a00/eBaHNUIL: IEPBUYHOTO
TMIIOTOHAIM3MA, ITIEPBUYHOTO TUIOTMPEO3a, caxap-
HOro pmabera 1-ro TuIa, ayTOMMMYHHOIO TelIaTUTa,
ayTOMMMYHHOJ SHTepomaruyu u 6ojee pegKumx He-
SH[OKPMHHBIX cMMNTOMOB. CrlemyeT OTMETUTD, UTO

«IOTIO/THNTE/IbHBIE» 3a00/IeBaHIsI MOTYT IIPE/IIECTBO-
BaTh PA3BUTHUIO KIACCUIECKOI TPUabl CUHAPOMA.

IMonreepxxpenuem AIIC-1 cayxur oOHapyxeHme
Mmyrtauyu B reHe AIRE (reH ayTOMMMYHHOIO pery-
naropa). Hanboree gacTolit BapuaHT MyTaLuy ALt
poccmiickoit momynmauuu — p.R257 (c.769C>T) [3].
ITocpenctBom AIRE-3aBUCHMOTrO MeXaHU3Ma B 3IM-
TeMOLMTAaX MO3TOBOTO BelllecTBa THUMYyca IIPOMC-
XOIUT 9KCIpeccusi psfa ayTOAHTUTEHOB Iepudepn-
YeCKVX TKaHell B HeOONbLIIMX KommdecTBax. Jedekt
rera AIRE Hapyiiaet ¢GopMMUpOBaHe L€HTPaTbHOI
VMMYHHOJ TOJIEPAaHTHOCTH. B skcmepumeHTe JoKa-
3aHO, YTO BbIK/IIOYeHNe TeHa AIRE ¢popmupyert ayTo-
VMMYHHOE IOPa)KeHNE PANa SHJOKPMHHBIX OPTaHOB
u ceTyaTKu [4, 5].

Hecmotps Ha To uro MaHudecrauna AIIC-1 tpa-
IVMLMOHHO IPOMCXOAUT B MOJIOIOM BO3pacTe C IIpo-
ABJIEHVEM TIO/THOM KIMHUYECKOV KapTUHBI 10 20 neT
[1, 2], B IuTepaType BCTpedaeTCs ONMCAHME CTydaeB
ATIC-1, pMarHOCTMPOBAHHBIX B 00JIee TO3[HEM BO3-
pacre. CymiecTByeT MHEHME, COTJTACHO KOTOPOMY IIa-
ILIVIEHTOB JTI000T0 BO3PAacTa, CTPAJAIOIINX B TeUeHNEe
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3 71eT peUVAMBUPYOLUM, peppakTepHbIM K IIPOTH-
BOIPMOKOBOII Tepanmy KaHAML030M, CIeIyeT HOgBep-
THYTb CKPMHMHTY Ha II€PBUYHBIC MMMYHOLEPUIIMTDI
n myrauym reHa AIRE [6, 7]. AHalOrMYHBIN CKpuU-
HUHT PEKOMEHJOBAaHO NPOBOAWUTL TPYIIaM JeTell
C ayTOMMMYHHBIM T€IIaTITOM, ay TOMMMYHHOI IO/~
MOPQHOIL SpUTEMOIL U Ay TOMMMYHHOJ SHTepOIaTIel
HestcHoIt aTnonoruu [3]. CobmrofeHne TaHHBIX PeKo-
MeHJIaLMil 3aTPyAHsAET Maas OCBeSOM/IEHHOCTD KM -
HULKCTOB O 3abomeBaHmy. Ha mpakTyuKe BO3HUKAIOT
CIIOXKHOCTY U C BepudUKalyeil OT[eNbHbIX KOMIIO-
HeHTOB ATIC-1, TakuX KaK TUIONapaTnpeos (pacmnpo-
CTPAHEHHOCTH CpeAy OO1Ielt MOy COCTAB/ISIET
24-37 cny4aes Ha 1 myn) n 1-XHH (pacnpoctpanen-
HOCTb — 140 cyyaes Ha 1 miH) [8-11].

YunTeiBas, YTO B HACTOsIee BpeMs ay TOMMMYH-
Hble TOMUITAHAY/SAPHbIE CHMHIPOMBI IPENCTAB/IAIOT
TPYSHOCTD JUISI AMATHOCTUKM B CUITy HU3KOII PacIIpo-
CTPaHEHHOCTM ¥ Mol OCBEOM/IEHHOCTH CIIeIiV-
INCTOB, a TaKKe BapmabembHOCTV MaHU]ecTarun
KOMIIOHEHTOB CMH/IPOMA J BCTPEYaeMOCTY B Pa3HBIX
BO3PaCTHBIX IPYIIIAX, MbI CYNTAaeM Ba>KHBIM IIPefICTa-
BUTb KIMHNMYECKOe Hab/IofieHMe Mo3gHel MaHude-
cranyuu 1-XHH y manmenTa 49 et ¢ He [MarHoCcTUpo-
BaHHBIM paHee ATIC-1.

KnuHnueckoe Habn rogeHne

Maryent K., 49 net, o6paruics 8 PI'BY «HMMUI] supokpu-
Honmorun» MuHsznpasa Poccun ¢ jxanmobamy Ha BbIpaKeH-
HYI0 OOIIYIO U MBILIEYHYIO CabOCTh, CYXOCTb BO PTY;, >Ka-
JKIY, yJallleHHOe HOYHOe MOYEVICITYCKaHNe, YKeNTYLUIHOCTDb
KOXXHBIX IIOKPOBOB, BBINIAJIEHNE BOJIOC, TOIIHOTY M PBOTY,
CKJIOHHOCTb K 3aIlopaM, CHIDKeHMe CiyXa, IOTeplo Mac-
cpl Tenma Ha 20 Kr 3a 6 mecaues. [Ipu ocmorpe: pocr 164 cMm,
Macca Tena 49 kr (MHIeKc Maccel Tena 18,2), apTepuanbHOe
maBieHye 65/40 MM PT. CT., YaCTOTa CEP/IEYHbIX COKPAIIEeHMIT
60 yA./MWUH, KOXXHbBIE TIOKPOBBI YMEPEHHO TUITepINTMEHTH-
POBaHBI C BbIpaXKeHHOJ MUT'MEHTAIVell B KOXKHbIX CK/IaKax.
IlepenBrkeHne ¢ MOMOIIbIO Kpecaa-KaTalKy 13-32 BbIpa-
SKEHHOI C1aboCTi.

B anamuese — XpoHMYeCKMIt peqUMBUAPYIOLINIL KaH/IM-
103 ¢ 3 n1eT, arIasys npaBoli modku. B 39 ner mauyeHT oT-
METI/I M3MEHEHMA MOXOIKM TI0 TUITy «yTUHOII». B BospacTe
41 ropa HMAILMEHT IepeHec CyOMYKO3HYI0 930(aroKapano-
MMIOTOMUIO ¢ QYHIOIUIMKALMEN 11O [OBOAY axanasuy M-
meBoja 3-i CTEIeHN.

Peskoe yxynuieHne cOCTOsAHMA NalMeHTa IPOM3OIIIO
B Te4yeHMe IOCNAeJHNX 6 MecslleB: HapacTaHMEe MbllIed-
HOJI C/1aboCTH, IPOTPECcCUBHOE CHIDKEHNE MAacchl Tenma. 3a
nocjiefHue 3 MecAlla NMOSABUWINCh BBIPaKEHHAA OJbIIIKA,
CYXOCTb BO PTYy U JKaXJia, y4allleHHOe HOYHOe MOYENCITy-
CKaHMe, aKTVMBHOE BblllafieHle BOJIOC, TOLUIHOTa M PBOTA,
CKJIOHHOCTD K 3aII0paM, CHIDKeHNe cnyXa. B nuHamuke pas-
BIJIACH aTPOQUS MBIIIII.
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[TanmeHT HAOMIOKANCS Yy HEBPONOra C [AMarHO30M
«BTOPUYHBIII MMONATUYECKUII CHHIPOM, HacelCTBEHHOE
[epBUYHO-MBIIIEYHOE 3ab0/meBaHMe». 3a 2 Mecsiua o ro-
cnuTanusanyuy mpu oO6C/IeHOBaHUM BIIEpPBbIEe BBIAB/ICHBI
97IeKTPOJINTHBIE HAPYIIeHNs: HaTpuit 129 MMorb/1 (pede-
peHcHble 3HadeHus 135-145), xammit 5,9 mmons/n (3,6-4,8);
JICCIeIOBaHa III0K03a — 3,7 MMOJIb/ 1.

3a MecAll O TOCHUTAIN3ALUY BIIepPBble BbIAB/ICH HU3-
KUJT YpOBeHb IapaTropMoHa — 3 nr/mi (9,5-62) Ha ¢oHe
HOPMOKA/IbLIMeMUN — Kajabluit o6mmit 2,54 MMomb/n (2-
2,7), runepdocdaremust — 2,02 mmonp/n1 (0,81-1,55).

Ipu o6pamennu B PI'BY «HMUL] s3HZOKpMHOMIOTMI»
Munsapasa Poccun maryeHT 65U1 TOCIUTAIM3UPOBAH B CO-
CTOSIHUM CpeJIHel TsKeCTH, 00YC/IOBIEHHOM KIMHIYECKOIT
KaptuHolt pexommencauyn 1-XHH, koropas 6bura mop-
TBEPJKIeHa pe3y/lbTaTaMy TOPMOHA/IbHOTO aHa/n3a KPOBH,
BBITNIOTHEHHOTO B CPOYHOM TIOPsIZIKE: YPOBEHD aIpeHOKOP-
tukorporsoro ropmona (AKTT) nossimen go 1497 nur/min
(7-66), ypoBeHDb KOPTH30JIa CHIDKEH 10 47 HMonb/n (123
626). Kak cnencrBue mekomnencanuu 1-XHH ormeuanach
BbIDO)KEHHAsA TUIIOHATpUEMMUSA — HaTpuit 127 MMOIb/1
(135-145) u He3HauMTeNbHAsI TIUIEPKATUEMUS — KajIuit
4,9 mmonb/n (3,6-4,8).

B craumoHape Ha (OHe MHMIMALMM [IAPEHTEPATbHOI
3aMeCTUTE/IbHOI TOPMOHAIBHOI TepaIiL ITTIOKOKOPTUKONU -
mamu (1o 200 Mr TMAPOKOPTI30HA BHYTPUMBIIIEYHO B CYT-
KI) C HOC/IeAYIOLIMM IIePEeBOLOM Ha HepOpa/bHbIIl IIpyeM
TabMeTMPOBAHHEIX HOPM (TMAPOKOPTU3O0H 35 MI/CYT) K-
HMYEeCKME CUMIITOMBI IEPBMYHONM HaAIO4YEYHUKOBON He-
HOCTaTOYHOCTH OBbUIM HuBenupoBaHbl. Kpome Toro, 6bura
MHULNMPOBAaHA Tepalus MUHEPATOKOPTUKOMAAaMU — (iry-
npoxoptuson 0,05 Mr/cyT.

ITpu o6cnmenoBaHNM BBISBIIEHO CHIDKEHME IapaTrop-
MoHa 10 13,83 nr/mn (15-65) B coYeTaHUM CO CHIDKEHMEM
ypoBHeit obijero xaabuusa go 2,09 mmone/n (2,15-2,55)
" MOHM3MpPOBaHHOrO Kampuus fo 0,43 mmons/n (1,15-
1,35) - BepuduumpoBan rumomnaparupeos. IIpoBoanmach
Tepamusa anbGaKambUUAOIOM 1 MKI/CYT 1M KapboHAaTOM
Kazmpiys 1000 Mr/cyT, KonmeKanblyugeporoM B Hacbl-
MAOIINX [103aX — C HOMOXKUTEenbHbIM 3ddextom (ypo-
BeHb MOHM3MPOBAHHOrO Kamplysa Beipoc go 1,17 (1,15-
1,35) mmonb/m).

JInsa MCKMIoYeHNA KaHAM03a SKeMyJOUYHO-KUIIEUHOTO
TpaKTa IPOBOAWIACH TaCTPOCKONNA, BO BpeMs KOTOPOIN
6bl/1a BBITIO/IHEHA Ga/l/IOHHAS [AM/IaTalsA aHACTOMO3a, BbI-
3BaHHOTO PYOLI0BOI CTPUKTYPOIl BEPXHeil TPETH INIEBO-
1; IPU3HAKM KaH/M/032 BBISB/ICHBI He OBUIN.

Vicxoma ns Hanmm4musa y malieHTa M3MEHEHUI ITOXOIKM
0 TUITY «YTHHOI», I CK/II0YEHNs HEKpo3a TasobepeH-
HBIX CYCTaBOB Oblla BBIIIOJIHEHA PeHTreHOrpadusi KOocTeil
Tasa M Ta300e[[PEHHBIX CYCTABOB, IIOKa3aBIas yMEPEHHO
BBIpa>KeHHBIe IIPU3HAKM e)OPMUPYIOIIEro apTpo3a B IIOA-
B3[IOLIHO-KPECTIIOBBIX 1 Ta300e[[peHHBIX CYCTaBax, JIUIa-
MEHTO3 KPbUIbeB ITOJB3IOIIHBIX KOCTEL.

KnuHuyeckme HabnogeHua
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[TanmeHT BBHIMMCAH U3 CTAlIOHApa Ha 11-e CyTKM C u-
arHO30M «IepBMYHAsA Ha/[IOYeYHIKOBAsA HEOCTaTOYHOCTD,
MeIVKAMEHTO3HasA KOMIEHcanus. lumomaparupeos, Me-
IMKaMEHTO3HasA KoMIleHcalys. XpOHMYECKMil KaH[U[03,
pemuccusa. CocTosHue 1ocie CyOMYKO3HOI 230¢arokap-
AMOMHOTOMMH ¢ YHEOIUIMKALMell MO IOBOAY axalasuu
nuieBona 3-it crenenu ot 2010 1. bammonHas mumaTanys
aHaCTOMO3a BepxHeil Tperu nuuesosa ot 18.01.2019.
Bpoxxpennas ammasusa npaBoil IMOYKW». YUYUTHIBAsA Halu-
Yye KaHAMHO3a C JEeTCKOTO BO3pacTa, TUIIONapaTHpeosa
U TIePBUYHOI HAJTIOYEYHMKOBON HENOCTATOYHOCTH, 3aI0-
nospen AIIC-1. [InarHo3 NOATBEP>KIEeH FeHeTYeCKIIM aHa-
JIM30M KPOBU, BBIAB/IEH TOMO3UTIOTHBI BapMAaHT MYTaLU1
c.769C>T p.R257X B rene AIRE. CneflyeT OTMETUTb, YTO
HAC/Ie[CTBEHHBIIl aHAMHe3 ITallMeHTa He ObUT OTATOIeH.

O6¢cyxpeHne

[lepBryHast Ha[AIOYEUYHMKOBAsA HEOCTATOYHOCTD
XOTS ¥ MMeeT SIPKYI0 KIMHUYECKYI0 KapTUHY, HO W3-
3a Hecnelu(UYHOCTU CUMIITOMOB YacCTO IPSYeTCs
107, MacKoil [pyroro sabomeBaHus. XpoHWYeCKas
YCTQ/IOCTb 1 YMEHbIIIEHNMEe MAcChl Telda MOTYT OBITH
omMO0YHO UPUHATHL 3a Jempeccuio. Takue mpu-
3HAKM, KaK CHVDKEHME MAacChl Tefla, TOIIHOTA, OOJb
B JKMBOTE HEACHOI JTOKaIU3aluy — 3a 3a00/IeBaHusA
JKETYIOYHO-KMIIeYHOTO TPaKTa. A apTepyanbHas -
IIOTEeH3MA, 0OMOPOKH, CY[OPOTU — 32 HeBpOJIOruye-
CKYI0 WIN CepfieyHO-COCYUCTYIO IMaTonoruio. Tara
K COTIEHOMY YaCTO TPAKTYeTCsA KaK MHAMBUyanbHAsA
nuiesas npyBbraka. OfHAKO M3MEHEeHMe 1IBeTa KOXK-
HBIX ITOKPOBOB, NPUMHUMaeMoe MaIVeHTaMIU 3a 3a-
rap, CIenuaaucTa H0/DKHO HacTOPOXUTh. COIslacHO
pesy/nbTaTaM MHOTOLIEHTPOBOTO PEeTPOCIEKTUBHOTO
UCCTefoBaHuA C yyacTueM 272 nmanuenTtos ¢ 1-XHH,
IpoxXoauBLINX 06cnenoBanme B 6ompanax Hopserun
u IBeruu B nepuox 1978-2016 rr., Hanbonee MOLO-
sputenbHbIM B oTHOUeHnn 1-XHH sBsietcst Heo6D-
JCHUMOE CHIDKEHNE YPOBHS HATpls, Ha OCHOBaHUM
KOTOPOTO MOYXHO [Ie/IaTh BBIBOZ, O HEOOXOAUMOCTH
uccnefoBanus yrpenHero xoprusona u AKTT [10].
[nnonaTpueMus, runepkaaMeMuss ¥ TIUIOITIVKEMUs
OTHOCSTCSI K KOCBEHHBIM Ta00PAaTOPHBIM MPI3HAKAM
HekoMIeHcupoBaHHoit 1-XHH, otpaxaromnm gedu-
LUAT IJTIOKO- ¥l MUHEpa/IOKOpTHKouzoB [11, 12].
[TanyeHTaM ¢ KIMHUYECKON KapTMHON IepBUY-
HOJl HAJIIOY€YHMKOBOI HELOCTAaTOYHOCTU II€PBBIM
9TAallOM HEOOXOIMMO OIpEeHeNUTb YPOBEHb KOPTHU-
soma u AKTT B cbIBOpOTKe KPOBM YTPOM, IIpM 3TOM
JIe4eHe TIIOKOKOPTUKOVAMY MOXKHO HadaTh, He JI0-
KUJAACh Pe3y/lIbTaTOB AHAIN30B, A KOMIICHCALUN
obmero cocrossuusa 6omproro [1, 10]. 1-XHH coort-
BETCTBYeT HU3KUII YPOBEHb KOPTM30/a HA (HOHE BBI-
cokoro ypoBHA AKTI. HuskoHOpManbHbII ypOBEHDb
KOPTM30/Ia He MCK/IIOYaeT [MarHo3 U BCTpeYaeTcs

TOBOJIBHO 9aCTO, TIO3TOMY aHa/lN3 MMeEeT OTPAHNYEH-
HOe JUaTHOCTIYecKoe 3HaueHue. boree 4yBCTBUTEND-
HBIM U crenu@uyHbIM cunraercsa Tect ¢ 1-24 AKTT
[11, 13], ognako B Poccun ero mpoBeneHme 3aTpygHe-
HO B CBAI3Y C HEJOCTYIHOCTBIO Npemnapara. VIMeHHO
MI03TOMY B KauecTBe BCIIOMOTATeTbHOTO METOZA Be-
pudunuposars 1-XHH nossonseT cHIDKeHMe KOPTHU-
30714 B CyTOYHOII MOYe U OTCYTCTBME BBIOpOCa KOp-
TI30/Ia BO BpeMsI IPOBeAEHMs IPOOBI C MHCYIMHOBOI
runornvkemueit. [list mogTBep>kaeHns qeduinra Mu-
HEPaJIOKOPTUKONJOB BO3MOXKHO OIpefie/ieHNe peHl-
Ha U aJbJJOCTEPOHA I/Ia3Mbl — BBICOKMUII YPOBEHD pe-
HIHA B COYeTaHNUN C HOPMAJIbHBIM / HU3KUM YPOBHEM
AIbJIOCTEPOHA TOAITBEP)K/jaeT Auarnos [14].

ITospusaa puarnoctuka 1-XHH BefeT K passutnio
TOeKOMIIEHCAllMM COCTOSIHM S MALMIeHTa C BBICOKUM PU-
CKOM aJJpeHajIOBOTO KpM3a, IMOTEHIIMAIbHO OMaCHOTO
O Ku3HM. TpyAHOCTM AMAarHOCTMKM, CBA3aHHbBIE
C HM3KOJ OCBEJOMIEHHOCTBIO O 3a007eBaHMM, ONMU-
CaHBI B JAHHOM K/IMHIYECKOM HAOJIIO[eHNN Ha JTare
obcnenoBanus fo obpauenns B PI'BY «HMUILL s1-
mokpuHonorun» Munusapasa Poccun. Crernanmctel
He yWwiyu Takue (pakThl, KaK BBLABJICHUE IMIIOHATPU-
eMuy ¥ TUIepKaaMeMuy, TOrfja KaK UX Haludue
IIOJTHOCTBIO  COOTBETCTBYeT mposAsneHmo 1-XHH.
O6parnatoT Ha cebs1 BHUMaHME U TUITEPIUTMEHTAIVs
KOXXKHBIX IIOKPOBOB IIallVIeHTa U BbIpa)K€HHas TUIIO-
TeH3MsA, a XapaKTepHbIil J/INTEIbHbI aHAMHe3 pell-
IVBUPYIOUIETO KOXKHO-CIM3KUCTOTO KaHJUI03a yKa-
3bIBaeT Ha Ha/Iu4ue HaCAefCTBEHHOTO 3ab0meBaHNs.
Tem He MeHee McCClIeOBaHNA YPOBHA KOPTMU30/Ia He
MIPOBEJEHO, YTO IPUBENO K BHIPAYKEHHON JeKOMIIeH-
canuu coctostHus nanuenta. Kpome toro, 6e3 BHUMa-
HUSA CHELMAINCTOB OCTAINCh CUMIITOMBI TMIIONApa-
TUpPeO03a, BLIABIEHUE CHIDKEHHBIX YPOBHEl KajbIuA
u naparropmona. Oco6eHHOCTbIO JAHHOTO K/IMHIYe-
CKOTO C/Ty4as ABJAETCS BO3PacCT Mall¥ieHTa Ha MOMEHT
manngecramym 1-XHH - 49 jet, 4yTo BcTpedaercs
KpaitHe pegxo [6, 7].

Tepamms 1-XHH mnpepcrasisier coboit 3amere-
HUe COOCTBEHHOJ CeKpeluM ITIFOKO- ¥ MUHepaso-
KOPTMKOMJOB Ha/JIIOY€YHNKOB B (U3NONIOTrNYECKOM
CYTOYHOM pexume. B HacToAlee BpeMsA IPUMEHSIOT
Ipenaparsl IMAPOKOPTU30HA 1 (IYIPOKOPTU3OHA
B pasmn4HbIxX pexxumax [11, 13, 14]. I[Tpu ncnionp3osa-
HUM y TanueHTa K. MHOrOKpaTHOTo CyTOYHOTIO Ipue-
Ma JJOCTUTHYT XOPOIINIT pe3ynbTaT: eCay IPU TOCIIN-
TanM3aluM TAINUeHT HYXAANACA B Kpecie-KaTaske,
TO K MOMEHTY BBIIVCKY OH CBOOOJHO IepefBUTaJICH
CaMOCTOSATENbHO.

CornacHo ZaHHBIM TUTEPATYPbI Y UCXOJA U3 OIIbI-
Ta KTMHUYECKOI MPAaKTUKY, IPY Ha/TM4IUY KOMIIOHEH-
toB AIIC-1 1enecoo6pasHO IPOBOANUTD MCCIENOBA-
HusA reHa AIRE B 2 arana. CHavyaza oCyIlecTBasgeTCA
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IIOVICK Hayboree 4acToit Mytanumu — p.R257, mockonp-
Ky 3TO 3KOHOMMYECKM BBITOJHBIN U JOCTYIIHbBINA Me-
tof. VI TOMbKO HpM TONYyYeHUM OTPHUIATETbHOTO
pesynbTara IIPpOBOAUTCS JOPOrOCTOAIee CEKBEHIPO-
BaHIe BceX 9k30HOB rera AIRE [3]. B mpuBeneHHOM
KIMHMYecKoM Habmomennnu puardos AIIC-1 6bin
TIOATBEPIKZIEH 0 pe3y/IbTaTraM 1-To sTama TeHeTnde-
CKOTO MCC/IEIOBAHNUS, YTO IIO3BOMMIO HE TIpuberarb
KO 2-My, 60/1ee JOPOrOCTOAIEMY JTAILY.

3aKnoueHue

JlaHHOe KIMHMYecKoe HaOIIOfeHVe NeMOHCTPUPY-
eT BaXXHOCTb CBOEeBpeMeHHOII guarHocTuku AIIC-1,

JononHutenbHaa nidopmayusa

KoHGAMKT uHtepecos

ABTOpr AEKNapUPYOT OTCYTCTBME ABHbIX 1 MOTEHLMAJIbHbIX KOH¢J1I/IKTOB
WNHTEPECOB, CBA3AHHbIX C ny6n|/||<au,me171 HacToALLeln CTaTbL.

JNlutepatypa

IPOBeJIeHI S TeHETYeCKOTO aHa/IM3a KPOBM IIPY HO-
SAIBJICHUU OJJHOTO VI3 KOMIIOHEHTOB CMHJPOMa B JeT-
CKOM BO3pacTe, IOCKO/IbKY Ka4eCTBO >KM3HMU U IIPO-
THO3 HAIIPAMYIO 3aBYUCAT OT CTENEeHN KOMIIEHCAI[ !N
KOMIIOHEHTOB CUHJpoMa. B nureparype mogpo6Ho
OIMCAaHbl AJITOPUTMBI JJUAaTHOCTUKY, B TOM 4YUCIIe
IIpY COMHEHMAX B IMarHo3e, II03TOMY C/IefyeT Io-
BBIIIATh OCBEJLOMJIEHHOCTb Bpayeil pasHbIX CHeELN-
anpHocTell 00 AIIC-1 B 1e/IoM, €ro KOMIIOHEHTaX
U «MacKax», 32 KOTOPbIMU OH CKpbiBaeTcs. Ciexyer
OTMETHTb, YTO BO3PACT MAI[MEHTa He JJO/DKEH OBbITh
OCHOBOIIO/IATAIOLIVIM KPUTEpPUEeM JIMAarHOCTUKY 3a-
6onepanus. @

Cornacue naymeHTa

MauyeHT 4O6POBOLHO NOANMCaN NHGOPMIPOBAHHOE Cornache Ha
ny6AVKaLmMIo NepCcoHanbHON MeANLUHCKON nHGopmMaLmn.
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A case of late manifestation of primary adrenal insufficiency
in the autoimmune polyglandular syndrome type 1

V.V. Troshina' « TA. Grebennikova' » Zh.E. Belaya'

The article describes a clinical case of primary ad-
renal insufficiency which manifested at an atypi-
cally advanced age. Primary adrenal insufficiency
combined with other clinical symptoms suggest-
ed the autoimmune polyendocrine syndrome
type 1. Subsequently, the diagnosis was confirmed
by the results of genetic testing. The particulars
of the clinical case include the age of patient at
manifestation of the disease (49 years). The lack
of treatment resulted in dramatic clinical decom-
pensation. This clinical case is intended to draw
clinicians' attention to the necessity of detection
of primary adrenal insufficiency and appropriate
and timely treatment. Taking into account even-
tual diagnostic problems, it is necessary to raise

awareness about this disease among practicing
doctors of various specialties.
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