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CJIYUYAH AYTOUMMYHHOT O NOJUIHJAOKPUHHOT O
CUHIPOMA THIIA 1 Y MOJOJOM )KEHIIIUHBI: 12 JIET
O TOCTAHOBKH INAT'HO3A

- *w"'_ MLJI. Kupuirok
v Yrpaunckuil nayuno-npaxmuueckuti yenmp 3HOOKPUHHOU
- Xupypeuu, mpaHcniaHmayuy SHOOKPUHHBIX OP2AHO8 U MKAHel
el M3 Vkpaunei, 2. Kueg
&
BBEOEHUE obcnepoBaHue nauneHTKka K., 22 net c »xanobamn Ha

AyTOVMMYHHbIN NONINSHAOKPWHHbIN
(nonurnanaynapHbi) cuHgpom Tmna 1 (Autoimmune
Polyendocrine Syndrome - APS-1, OMIM # 240300)
(AMNC-1), Takke WN3BECTHbIN KaK ayTOMMMYyHHas
NONN3HAOKPMHONATNA-KaHANAO03-3KToAepManbHanA
anctpoduma  (Autoimmune  PolyEndocrinopathy-
Candidiasis-Ectodermal  Dystrophy -  APECED)
unn MEDAC (Multiple Endocrine Deficiency,
Autoimmune, Candidiasis), npeactaBnaetr cobon
penkoe MOHOreHHOe ayTOMMMYHHOe pacCTPOCTBO
C ayTOCOMHO-PELeCcCUBHbIM TUMOM HacleloBaHUs,
Bbl3BAaHHOE MyTauusAMM B reHe ayTOMMMYHHOro
perynatopa (autoimmune regulator - AIRE) ¢
nokanusaumenm Ha xpomocome 21g22.3 [8]. AIC-
1 Knaccuyeckm xapaKkTepusyeTcA Tpuagon B Buge
XPOHWNYECKOro CNN3KCTO-KOMXKHOTO KaHanz#o3a,
ayTOMMMYHHOIO runonapaTipeosa 1 ayTOMMMYHHOW
alPEeHOKOPTMKaANbHOWM HeJOCTAaTOUYHOCTH [6, 7].

[na noctaHOBKM pAuarHo3a O6bIYHO [OCTAaTOUHO
Hanuuua AByX M3 TPex KOMMOHEHTOB KJIMHMYECKOMN
Tpuagbl. OpHako, Kak NoKa3blBaeT NPAKTUKA,
CBOEBpEMeHHasA AnarHocTvka gaHHoro 3abonesaHus,
0COBEeHHO Yy B3pOCHbIX, NPOUCXOAWUT He BCeraa.
MNpeacTaBnaem cnyyan NO3QHO ANArHOCTUPOBAHHOIO
ATIC-1 y MONOaoOW XeHLWMHbI 22 neT.

AHAJN3 CJTYYAA
B otmen HeMpo3HAOKPUHOMOMMM U  oblen
SHAOKPUHOMOrn YKpanHcKoro Hayu4HO-

MPaKTMYeCKOro LeHTpa 3SHAOKPUHHOW  XUpYyprum,
TpaHCMNaHTaUuum SHAOOKPUHHbBIX OPraHoOB W TKaHew
M3 YkpauHbl B wutone 2018 roga obpatunacb Ha

yMepeHHyl0 cnabocTb, YTOMNAEMOCTb, CHUXKEHMWeE
TONEPAHTHOCTM K GU3NYECKON Harpyske, nokanbHoe
NMOTEMHEHME KOMHbIX MOKPOBOB (Ha LIee 1 JIOKTAX),
npeKpalleHne MeHCTpyanbHOro uukna (nocnegHue
6 MecsaueB). YKasaHHble Kanobbl 0ecrnokoAT Ha
NPOTAXKEHUN NocnefHuX 6 mec.

Anamnesis morbi. Cuntaet cebs 60nbHON OKONO
5 net, xoTA nepBbli MAPUCTYN «3NUAENCUN» Obin
3aperncTpmpoBaH B Bo3pacTte 9 net. B Bospacte 17 net
Hauana TepATb Maccy Tena (9 kr 3a 1,5 roga), npekpatu-
NINCb MecCAYHble, MOCTEMEHHO HapacTanu cnabocTb,
YyTOMNIAEMOCTb, MblleyHaa cnabocTb, NOABUANCH
TOWHOTA, HEe3HaunTeNbHOe MOTEMHEHME KOXKHbIX
NOKPOBOB, MMMNOMMKEMUA, XeNINT U NepuopasnbHbIn
AEepMaTnT, NopakeHne Horten (OHNMXOMKKO3). Pe3koe
yxXygweHne COCTOAHMA HacTynuno B BO3pacTte
18 ner 11 mecAuesB, Korga MoOABUINCL CUAbHO
BblpakeHHaA cnaboctb, cCunbHaA YTOMNIAEMOCTb,
afvHamMusA, TOWHOTA, PBOTA MEpPUOAUYECKM, YYyBCTBO
ronofa, TPEBOXHOCTb, Anbdy3Hoe 1 NoKanbHoe
NMOTEMHEHME KOXHbIX MOKPOBOB, 0COOEHHO Ha NOKTAX,
aHopekcua. [ogo3peHne Ha HeQOCTaTOUHOCTb KOpbl
HaZlNOYeYHVKOB U rMnonapaTMpeos 66110 BbiCKa3aHo B
nioHe 2014 r. 8 YaCTHOM MeAMLIMHCKOM LIEHTPE NO MecTy
KUTENbCTBA, OJHAKO afeKBAaTHON MeANKAMEHTO3HOW
Tepanun MO HEMOHATHOW MNpPUUYUHE MNPOBEAEHO
He O6bl1o. bbbl HasHayeH TONMbKO NEBOTUPOKCUH
50 MKr Ha npoTsxeHun 3 mecaueB (deBpanb-
anpenb 2014 r.) no nosoAdy BrnepBble BblABIEHHOIO
CYOKNUHNYECKOrO rMnoTrpeo3a (MoBbllleHNE YPOBHSA
TupeoTponHoro ropmoHa (TTM) go cy6KNMHUYECKNUX
undp, HOpPManbHbIN ypoBeHb cBobogHoro T4
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W HOPMAJbHbIN TUTP TUPEOUZHbIX aHTuTen). Ha
TOT nepuod neuwnacb Mo nosogy ¢okanbHOM
CMMNTOMATMYECKOW SMUAENCAN U NPUHMMANA BHYTPb
Ba/ibrnpoeBy KMucnoty 500 mr/cyT ¢ Bo3pacTta 9 nert.
B nione 2014 r. 6bina CPOYHO roCNUTanM3npoOBaHa B
SHAOKpMHoNornyeckoe otgeneHve YHILIX, T20uT
M3 YKkpaunHbl B TAXKENOM COCTOAHNMN, C 3aTOPMOXKEHHBIM
CO3HaHuewMm, genpeccuen, kaxekcmen (UMT 13,1 kr/
M2), TUMOTOHWEN, 00e3BOXKMBAHUEM, BbIPAXKEHHON
Anddy3HOM 1 noKanbHOW NUrMeHTauuen (AroguyHble
CKNagKu, NOKTW, CIN3McTan o6onouka TBEpAoro HEba).

bonee petanbHbn cOop aHamHe3a  BblABUJ,
yTo B BO3pacTe 7 NeT Yy MauuMeHTKM MNOABUINCH
KpaTKOCpOYHble  nepuogbl (4O ABYX  MUHYT)
notepu CO3HaHUA C MOBOPOTOM [ONOBbl BNEBO
(abcaHcbl). bbin BbIABNEHBI OHUXOMUKO3, XEWMAUT W
nepuvopanbHbin gepmaTtut. Mpyn nposegeHUn B 3TOT
nepviog KT ronoBHoro mo3sra B 06nactvi NoAKOPKOBbIX
06pa3oBaHMN N MO MOBEPXHOCTU KOpbl B JIOOHbIX
oTAenax onpegenAnncb ouarn  Kanbumdbukaumm
(+85 HU) Ha ¢oHe runokanbumemun (2,0 mmonb/n) un
runeppochatemun (1,8 MMonb/N), KOPPEKLMA KOTOPbIX
He nposogunacb. MPT nokasana menkue ouvaru
CHMXeHuA MP-curHana B pexmme T2 B3BeLIEHHbIX
n306paxeHUn, pPacnosioXeHHble CUMMETPUYHO B
obnactn 6aszanbHbIxX raHrnueB. 3aknioyeHne: 6onesHb
®apa? MELAS-cuHgpom?

B 9 netT maumeHTKa nepeHecna MepBblli NPUCTYN
anunencum (reHepann3oBaHHbIN TOHNYECKUN NPUCTYN),
nocrne yero 6bla BbICTaBNEH AMArHO3 reHepann3oBaH-
HOWM CMMNTOMATMYECKOW 3nunencum n 6ol Ha3HayeH
Kap6amasenuH 200 mr (no 3% Tabnetkm B CyTKU
NMOCTOAHHO), ONATb-TakM, Ha (OHe rMnoKanbLUemMumn
(0,98 mmonb/n), runeppochatemun (3,28 mmonb/n) u
runomarHnemnn (0,74 mmons/n npu Hopme 0,78-1,00)
(6e3 KOHCYNbTMPOBAHUA SHOOKPMHOMIOIOM), a TakKe
runepnaktatemuun (2,2 mmonb/n npu Hopme 1,04-1,55).
23l BbIABWNA yMepPeHHbIe HapyLIeHUA 31eKTporeHesa
NPPUTaTUBHO-NMAaPOKCM3MalIbHOMO XapaKkTepa C o4arom
pa3gpakeHusa B NpaBoi NOO6HO-BMCOYHOW obnacTtu,
TEHAEHUMEN K TMMNePCUHXPOHM3ALNN, YTO yKa3biBaeT
Ha CHVXeHMe nopora CYyJOPOXHOW TFOTOBHOCTM
(Ha ¢doHe npuema KapbamasenuHa). bonbHaAa 6bina
NPOKOHCYNbTMPOBaHa B MefWKO-TeHeTUYECKOM
Hay4YHOM LieHTpe U LleHTpe MONeKynApHON reHeTUKu
(P®), roe cuHpgpom MELAS noaTtBepXAéH He Obin:
HOpManbHaA KOHLUeHTpauua nakTtata (1,66 mmonb/n
npu Hopme 1-1,55) u 3-rupgpokcmbytupata — 0,32,
COOTHOLLEHMEe nakTaTa K nupysaTy — 13,9 npn Hopme
8,0-20,0, oTcyTCcTBME B KNeTKax KpoBM MyTauuin B
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muToxoHgpuanbHon AHK - A324301,T3271C. Takxe 6bin
WCKIIOYEH HACNeACTBEHHbIN XapaKkTep BbIABIEHHOro
Ha 3Kl (XONTepOBCKUI MOHUTOPWHI) YAJAUHEHUA
nHTepsana Q-T ot 470 go 560 mc: oTCyTCTBME MyTaLUNi
B Kogupylowen nocnegoBatenbHocTn reHa SCNSA,
™MN 3, OTBETCTBEHHOr0 3a CUHAPOM YAJIMHEHHOTO
nHTtepBana Q-T (cuHgpom Romano-Ward) [8] (2005
r.). C 12 go 17 net Ha 33l NOCTOAHHO GUKCUPOBaNUCh
NErkme N yMepeHHble M3MEHeHMA 3MeKTporeHesa wu
CHUKeHVe Nopora CyAopPOXHO FOTOBHOCTY, a B IEBOW
no6bHom 0bnacTu BbIABAANNCH OYary aNUIenTUYECKON
aKTMBHOCTW CO BTOPWUYHOW TreHepanusauunen, Ha
OCHOBaHMK yero B Bo3pacTe 17 neT 6bin BbiCTaBNeH
AVArHo3 ¢oKanbHOM CUMMTOMATUYECKOWN 3MUAENCUn
C  KOMMAEKCHbIMM  MapuuanbHbIMK,  BTOPUYHO-
reHepann3oBaHHbIMU npucTynamu (2012 r.).
KapbamasenuH 6bi1 3aMeHEH Ha Tonpamat B fo3e 50
Mr/CyT.

Ha MmomeHT HabniogeHns B LUeHTpe u©n Ha
AOrocnuTanbHOM 3Tarne 6binn NPoBeAeHbl criedylolme
obcnefoBaHnAa  (gBOVMHbIM  WPUPTOM  BbigeneHbl
naTonornyeckre n3mMeHeH s, BCe aHann3bl BbIMOHEHDI
netom 2014 r.):

JNeKTPONNTbl:  KanbUUN  MOHW3NPOBAHHbBIN  —
konebaHua ot 0,57 go 1,06 mM/n (1,05-1,3), kKanbuui
obwmn - ot 1,6 go 2,13 mM/n (2,2-2,55), Kanbuui
(cyTouHasa moua) — 2,2 mmonb/24 y (2,5-7,5), docdop
HeopraHuyeckunm — 1,28 mM/n (0,81-1,45), 2,63 mM/n
(0,93-1,64), dochop HeopraHumyeckun (moya) — 1,7
MM/n (12,9-43,9), Hatpuin - 113-142 mM/n (130-156),
kanun - 3,8-4,9 mM/n (3,4-5,3), xnop - 85,0, 99,0 MM/n
(99-109), pH - 7,63, marunn — 0,67 mM/n (0,53-1,11),
menb - 0,73 mr/n (0,7-1,55).

[OpMOHbI: MapaTtropmoH — MeHee 2,5 nr/mn (15-
65), meHee 1,0 (8,7-79,6), KanbUUTOHUH — MeHee 2 nr/
mn (meHee 11,5), 9,28 (0,07-12,97), AKTI - 1471,7 nr/
mn (7,4-64,3), 6onee 1250 (6-58), KopTMson - 2,2-
8,4 mkr/gn (4,3-22,4), KOpTU30N B CYTOYHOW MOue
- 14,0 mkr/24 u (28,5-213,7), TTI- 1,443-6,7 MKME/
mn (0,27-4,2), T4 obwmnn — 11,57 mkr/gn (4,9-11,0), T4
cBoboaHbI — 1,16-1,5 Hr/an (0,93-1,7), T3 obwun —
0,79 nr/mn (0,58-1,59), T3 cBob6oaHbIA — 3,590 nr/mn
(2,3-4,2), 3,59, 2,63 Hr/gn (2,3-5,0), ®Cr - 97,1 ME/n
(2,8-11,3 gna ponnukynapHon ¢asbl), JIF- 110,31 ME/n
(1,9-12,5 pna donnukynapHol ¢asbl), NPOrecTepoH
- MmeHee 0,15 Hr/mn (0,15-1,4 gna donnukynapHow
¢dasbl), acTpaguon - meHee 11,8 nr/mn (19,5-144,2
ana ¢onnukynapHon ¢asbl), nponaktuH — 50,0, 1,43
Hr/mn (4,3-23,3), AT-TMO - 13,2-16,00 ME/mn (meHee
35), 0,54 ME/n (0-5,61), aHTMTena K TMpeornobynunHy —
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22,76 ME/mn (go 115), aHTuTena K nHcynuHy - 0,8 Eg/
mn (MmeHee 10), aHTUTeNa K OCTPOBKOBOMY annapary
nogxenygouHon xenesbl (ICA) IgG - 0,47 S/Co
(meHee 0,95 - oTpuuaTenbHbIN), aHTUTENA K FnyTaMaT-
nekapbokcunase (GAD) - 6onee 1,9 Ea/mn (6onee 1,05
— nonoxutenbHobin), C-nentng — 1,02 Hr/mn (0,81-3,35),
BuTamuH [ (1,25-aurngpokcmxonekanoumdepon) — 110
nmonb/n (48-144).

Mmokoza - 2,1-3,45 mM/n (4,1-5,9), wenoyHas
docdataza - 61 Eg/mn (35-104), KOCTHO-LUeNIOYHaA
docdartaza-19,9En/n(11,6-29,6),0cteokanbumH—10,55
Hr/mn (8,4-33,9). O6WWMIA aHaNU3 KPOBM, NeYEHOUHble
bepmeHTbl — 6e3 cyLlecTBeHHbIX U3MeHeHun. 06w
aHann3 MoYn — aLEeToH 4+.

UHcTpymeHTanbHoe ob6cnepoBaHme. JKT:
CcuHycoBbin putm, YCC - 83 ya/muH, PQ=0,10 ¢
R-R=0,76 c¢; QRS=0,08 ¢, QT=0,40 c (Hopma 0,32 ¢).
3aknoyeHne: CMHycoBasA TaxUKapausa, BepTUKanbHoe
MONOXEHNEe 3NEeKTPUYECKON OCU ceppua, CUHAPOM
YKOpOYeHHOro wuHTepBana P-Q wn  yanuHéHHOro
nHTepBana Q-T. HenonHas 6noKaga MpPaBoOM HOXKM
nyuyka Mica. QuddysHoie meTabonnueckme nameHeHns
MUOKapaa (pucyHok 1).

MPT rofioBHOro mo3ra € KOHTPaCTHbIM yCuieHnem
(pucyHOK 2 a-6): KanbLMHO3 MOJKOPKOBbIX Anep,
Tanamyca,3y6buaTtbix afep MO3XKeuKa, CyoKopTMKanbHbIX
oTaenos NOO6HO-BUCOYHO-TEMEHHbIX obnacren
rofIOBHOrO MoO3ra. 3akflouyeHue: runonapaTMpeos
unu 6onesHb @apa (cemeliHblli  LepebpanbHbIi
deppoKanbLmHO3).

Y31 opraHoB
3abpIOLWMHHOIO
NpPaBOCTOPOHHErO
npaBoun MNOYKW.

Y3 wmtoBUAHON Xenesbl - obbem 4,4 <M.
IXOCTPYKTYpa ogHopoaHas, o6bemMHbIXx 06pa3oBaHuii
HeT.

HdeHcutomeTpua -
NMO3BOHOYHMUKA.

MauveHTKke O6bln  BbICTABAEH  3aKIOUYUTENbHbIN
AnarHo3: AyTOUMMYHHbI NOANSHAOKPUHHBIV CUHOPOM
1 Tuna (ayToMMMyHHasa MONMIHAOKPUHONATHA),
NepBUYHbIN rmnonapaTupeos, nepBUYHasn
HaAmo4YeyHMKoBas HeJOCTaTOYHOCTb, MEPBUYHbIN
rMNoroHagn3m  (He  UCK/OYEH  ayTOMMMYHHbIN
000hOpUT), OHUXOMUKO3, KaHAMAO3HbIA CTOMATUT.
Taxénoe TeueHune. [ekomneHcauma. Bbicokmn punck
pa3BuTUA caxapHoro anabeta 1 TMna.

OcnoxHeHunA OCHOBHOIO

nonoctn (OBIM) wn
Y3U-npn3sHaku
KOHKpeMeHTa

OptoLLHON
npocTpaHcTBa -
rmapoHedposa,

ocTeoneHus KocTen

3aboneBaHuA:

KniHiYHa eHOOKpMHONOriA Ta eHAOKPMHHA Xipyprifa 4 (64) 2018

Puc. 1. 5Kl nauueHmku.

runokanoumemunsi,  runepdocharemmns,  CUHOAPOM
yONUHEHHOTro mMHTepBana Q-T, BTopuyHasa ameHopes,
OCTEONeHnNs, MUOMNATUYECKUN CUHAPOM, KanbLMHO3

6a3anbHblX FaHrMWEB, Tasamyca K 3ybuaTbix Agep
MO3KeuKa, KaxeKkcus.

ConyTtctytowme 3aboneBaHua: CybKNMHMYECKNIA
rMNoTUPEeO3. CuHapom yMepeHHO
rMNepnponakTMHEMUN.  INUAENTUYECKUA  CUHAPOM

C pegknmu  reHepanu3oBaHHbIMKM  TOHUYECKUMU
NPUCTyNnaMmm 1 4aCTbiMM NapuuanbHbIMNU MOTOPHbIMU
npuctynamu. [ucmetabonunueckas 3sHuedanonatus
C [OBYCTOPOHHEN nNMpaMUOHOW HefoCTaTOUYHOCTbIO,
anemeHTamu MO3Xe4YKOBOM HeJOCTaTOYHOCTH.
MNpaBOCTOPOHHMI rnapPoHedpPo3.

MauneHTKe 6bINO NPOBEAEHO NeyeHue: MHY3MOHHaA
Tepanua, metoknonpamug no 10 Mr  BHYTpPb
nepen epon 7 pHeW, [eno MeTuAnpenHu3OsioHa
40 ™Mr BHyTpuMmblweyHo N°2 1 pa3 B Hepgenw),
MeTUNNPEAHN3OIOH NepopasibHO Mo 4 MryTpom 1 2 mr
B 06ell OHOKPATHO C NepexofoM Ha MMAPOKOPTU3OH
10 mryTpomu 5 mr B 06eg, dnyapokopTusoH no 100 MKr
2 pa3a B Hefento, KanbuemuH 1 TabneTka 2 pasa B AeHb,
anbdakanbumgon 1,5 mMr B cyTkn, kabepronuH 0,25 mr
1 pa3 B Hegento N22, dntokoHason 150 Mr 0ogHOKpPAaTHO,
MeCTHas aHTMbaKTepmranbHaa Tepanus, 1eBOTUPOKCUH
25MKrBcyTKU.BTO Bpems nocie npoBefeHnaA neyebHbIx
MEPONPUATMIA  COCTOAHME OGONbHON  CYLLEeCTBEHHO
YAyYlWnnocCb: McYesnn TOLWHOTa, PBOTA, aHOPEKCUS,
NnoBbiCWMacb ABUraTesibHasA aKTUBHOCTb, MOABUICA
anneTut, npubaBuna B Bece, MCYE3 MUACTEHNYECKUIA
cMHApoM. KoKHble MOKPOBbI MOCBETAENW, 3aXKWu
BOCNanuTefibHble  U3MEHeHWA  CAU3UCTON  pTa,
yMeHblUMAacb Taxukapgusa, HopmanusoBanucb Al
HaTpU N MPONAKTMH KPOBW, CTas MOBbIWATLCA
YPOBEHb MOHM3MPOBAHHOIO Kanbumda. CyAOpOXKHbIX
NPUCTYNOB He Habnoaanoch.

boinn pgaHbl pekomeHpauMm MO  MNPOAOKEHUIO
nopobpaHHoON 3amecTUTeNIbHOM rOPMOHanbHOMN
Tepanuu, NPOTMBOrPUOKOBOM Tepanum C KOHTPOJieM
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nokasatenem noO MPOTOKONY, KOHCynbTaumen wu
HabnofeHVeM MO MeCTy »KMTeNnbCcTBa CreLunanncToB
(3HpOKpMHONOT, SNMNENTONOr, yPOJIor, Kapanonor).

Mpn noctynneHun B cTaumoHap yxke B 2018 roagy
Npu OCMOTPE COCTOAHUE GONIbHOWM OLEHMBANOCh Kak
OTHOCWUTENbHO YAOBMIETBOPUTENbHOE, CYAOPOr He
6b10. UMT 16,6 kr/m? (Hopma). KoHble MOKpOBbI
c nérkon puddysHon nurmeHTaumen, ocobeHHo
BblpaXeHHOW Ha NOKTAX, NepefHen MOBEPXHOCTUN KOXK
wen. BnaxHocTb cHuMxeHa. OHMXOMUKO3 cCpeaHero
1 6onbLoro nanbues npaeon pyku. OBonoceHue no
XKEHCKOMY TWMY, POCT BOSIOC Ha NIobke ocnabneHHbIN.
MonouHble Xenesbl pa3BuUTbl HegocTatouHo. Al Ha
npasoWn pyke 78/55 mm pT. cT. [ynbc 86 B MUH. [paHuLbl
cepaua He B Hopme. Cumntombl XBOCTeKa uM Tpycco
cnabo nonoxuTenbHble. TOHbI cepaua MAPUrAYLEHb,
cnabbln  cucTonMuecknin lWym Ha Bepxylwke. Hapg
NerkMMn IblXxaHue Be3UKYNApPHoe, NepKyTOPHO TOH
ACHbIN NeroyHon. YactoTta AbixaTenbHbIX ABMKeHUN 17 B
MWH. OfbILL KW B MOKOE HeT. A3blK BNaXKHbI, MO3aUYHbIN.
MnBOT npu nanbnaunu MArKARW, Cnerka B3AyT.
CMNTOMOB pa3gpaxeHna GprolnHbl HeT. NeyeHb He
yBeNMYeHa, Kpan MeyeHn POBHbIA, NMpW nanbnaumm
6e3601e3HeHHbIN. MNeprndeprnuecknx oTeKoB 1 A3B HET.
CumnTom [lacTepHauKkoro cneBa — OTpuMUATENbHbIN,
cnpaBa He npoBoaunca. MoyeuncnyckaHue ceobogHoe,
CTyn perynapHbin. LLintoBungHas »kenesa nanbnupyeTcs,
6e360ne3HeHHa, MArKo-3/1aCTUYEeCKON KOHCUCTEHLUN.

Ha MOMeHT nocTtynnieHma B CTauMOHap MaumneHTKa
npuHMMana rmgpoKopTuU3oH 25 mr ytpom, 12,5 mr B
06en, dnyapokoptnsoH no 100 MKr 2 pa3a B Hefersto,
anbdakanbumgon 0,5 MKr/cyT, Kanbuma KapboHat (1-
1,5 r/cyT), NeBOTUPOKCKH 25 MK yTPOM.

MHcTpymeHTanbHoe o6cnepoBaHue. Kl
cuHycoBbin putm, YCC - 83 ya/mmH, P-Q=0,10 ¢,
QRS=0,09 ¢, Q-T= 0,36 ¢ (Hopma 0,32 ¢). 3aKknto4yeHue:
CMHYCOBaA TaxvMKapAmda, BepTUKanbHOe MONoXeHune
JNeKTpMYeckon ocn cepaua, CUHAPOM YASMHEHHOro
uHtepBana Q-T un ykopoueHne wuHTepBana P-Q.
BblpakeHHble MeTabonunyeckne U3MeHeHMA MoKapaa.

Y3 wuTtoBmaHom xenesbl: 6e3 naTonornu.

Y3 OB un 3abplOWKMHHOIO  MPOCTPAHCTBA:
NPW3HaKNM MPaBOCTOPOHHErO0 KOMMEHCUPOBAHHOIO
rnapoHedpo3sa 6e3 AUHAMUKN.

JlabopaTopHble AaHHble: KaflbLUIA NOHN3NPOBaHHbIN
-0,72(1,05-1,3),kanbunnobwmnin-2,0(2,2-2,55), bocdop
HeopraHuyeckun — 2,04 (0,81-1,45), Hatpuin 135 (130-
156), kanun 4,49 (3,4-5,3), rnioko3a KpoBu (BeHO3HasA) —
4,91, wenouHana pocdatasa - 138,0 (64-306), cyTouHan
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3KCKpeuma Kanbuma ¢ moyon — 3,64 mmonb/24 4 (2,5-
7,5). TopmoHbl: napatropmoH — 3,35 (15-65), AKTI -
919,8 (7,2-63,3), kopTn3on cbiBopoTkn 9.00 4 — meHee
0,054 (6,2-19,4), TTI - 1,99 (0,27-4,2), T4 cBO6OAHbIN
-1,58(0,93-1,71), T3 ceobogHbIN — 3,13 (2,02-4,44), AT-
TMNO - 11,08 mkr/mn (0-34), OCT - 72,40 ME/n (3,5-12,5
ana donnukynapHon ¢asbl), /I - 59,41 ME/n (2,4-12,6
ana donnukynapHoli ¢asbl), nporectepoH — 0,125 Hr/
an (0,2-1,5 nna donnukynapHon dasbl), scTpaguon
- MeHee 5,0 nr/mn (12,5-166,2 ana donnukynapHom
das3bl), nponakTuH — 23,16 Hr/mn (2,58-25,2), C-nentng
- 0,91-1,18 Hr/mn, uHcynuH — 4,5 (3-25), kKopTnson
B CyTouHOm moue - 513,0 (50,0-190,0), aHTMTena K
WHCYNuHy —-1,6 (Hopma — meHee 10).

KoHcynbTMpoBaHa  HeBpOSIOroM.  3akKJtoyeHue:
Hucvmetabonuueckass 3Huedanonmatma Il ¢t ¢
LepebpoacTeHNYECKUM CMHAPOMOM C [ABYCTOPOHHEN
NMAPaMULHON U MO3XKEUYKOBOM HeJoCTaTOYHOCTbIO.
Hucmetabonuyeckas nepudepuyeckasn
NonMHeBpoNaTMA. SNUCUHAPOM.

OuarHo3: AIMNC 1 Tuna, ero OCNOXHEeHNA U
CONyTCTBYOLWNI ObIN OCTaBEHbI B CUJ1E C KOPPeKL el
AMarHo3a HeBPOJSIOroM.

B otaeneHnn 60nbHON Oblla U3MEHEHa A03MPOBKa
rmgpokopTmsoHa (30 mr ytpom, 20 mr B obes n 10
Ml BEYEepOM MOCTOAHHO), npoBefeHa WHPY3MOHHaA
Tepanus, HanpaBneHHas Ha KoppeKuumto
rmnokanbLmemMnm. 3aBpems npebbiBaHUA B CTaLMOHape
cocTtosiHMe 6onbHOM ynyywwmnock. MNpu Bbinucke el
6blIM OCTaBIIEHbI NPEXHKEe PeKOMEHAALMM, HO C HOBOW
nonobpaHHO fO3MPOBKON FTIOKOKOPTMKOWIOB.

OBCYXAEHUE
MepBoii MaHudecTauunen 3aboneBaHus,
NPOABUBLLENCA Y  MNAUMEHTKU  OPUEHTUPOBOYHO

B BO3pacte 7 net, 6bian abcaHCbl, OHUXOMWUKO3,
XennuT n nepuopanbHbIn gepmatut, a B 9 netr -
CYOOPOXHbIN CUHAPOM Ha QOHe rvMnokanbLmemMnn
n runepdpocpatemmum, Pe3NCTEHTHbIN K
NPOTUBOCYAOPOXKHOW Tepanuu. JlaktaTaumpgos vmen
npexoAalmMin xapaktep, NO3ToMy npu yrnyb6neHHoOM
MeLMKO-TeHeTNYeCKOM obcnenoBaHUN He
nogTeepamnca. B getckom Bo3pacTe yxe Habnoganuco
MeJIKMe ovaru Kanbundukaumm B o65act 6asanbHbixX
raHrnveB, a Takke Obin BbISIBNEH XapaKTepHbIA AnA
nepcuMcTMpylolWero  runonapatupeosa  CUHAPOM
yONuUHEHHOro wuHTepBana Q-T HeHacnegCTBEHHOrO
reHesa.
Cypoporn npwu

runonapaTMpeose BCTpevaloTca
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Puc. 2. MPT 20/108H020
mo32a nayueHmku. Kanoyu-
HO3 0bracmu manamyca (a),
6a3anbHbix eaHenues (6) u
A0ep MOo3eyqKa (s).

[
4acCTo, OAHaKO B 60sbLUMHCTBE c/lydaeB peyb MaeT He

06 3nNMnenTnYecKnx, a KNacCUYecKUx TeTaHUYeCKuX
cygoporax, npoTekatiowmux 6e3 notepu cosHaHus [1] n
XapaKTepusymoLwWmxca rmnokanbumemmen. BosHumkaiot
TOHMYECKMe Cyaoporn WM CyaopOXHble Mpunagku.
B omnnume ot anunencum, Takne cypoporu ObicTpo
NpeKpaLLlaTca Nocsie HopManmn3aLm ypoBHA KanbLumaA
B KPOBW C MOMOLLbIO NpenapaToB NapaTMpeongHoro
ropmoHa ([MTr), ButammHa D3 wu npenapaToB
Kanbuma. [unokanbumemmna MOXeT coyeTaTbCA C
runomarHmemMmen, Kak u B Hawem cnydae. [pu stom
O[HOBPEMEHHO Ha3HayaeTcAa Aguerta C OorpaHuYeHnem
dochopa (ocHOBHOW «nocTaBWMK» ¢dochopa -
MACO). AHaNorvyHble CygoporyM BO3HUKAKT U MNpu
ncesgornnonapaTtnpeose, nevyeHve B 3TOM Ciiyvyae
OCTaeTcA TaKMM e, 3a WCK/YeHMeM Ha3HayeHusA
npenapatoB [Tl (K Hemy wumeeTcA BpoOXKAeHHasA

HeuyBCTBUTENbHOCTD). lMnokanbynemmyeckue
cygoporu npu runonapartmpeose (unn
ncesgormnonapaTnpeose) AOCTaTOYHO yacTo

NpVHMMAlOT 3a anunentndyeckue [4]. Tak, T. Bohrer u
CoaBT. [5] onucanu cnyyan NoABAEHUA U ANUTENbHOIO
CyWeCcTBOBaHNA CyAopor Yy MOXWIOIO MYKUMHbI
nocne yganeHusa KapumHOMbI NULLEBOAA N YAaCTUYHON
pe3ekuunm WMTOBNAHON »Kene3bl, KOTOpas 3aTPoHyNa u
napawmToBuaHble xenesbl. MNayneHTy 6611 NoCTaBneH
ANarHo3 3nunencun, XoTa MOJSIHOro obcnepoBaHUA
nposefeHo He 6b1o. M TonbKO cnycTa gecatunetme
nocne msmepeHusa yposHa [TI B KpoBu emy Obina
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Ha3HayeHa 3amecTuTeNlbHaA TepanuA npenapatamu
KanbuusA, KOTOpasA NO3BOMIa NOMIHOCTbIO YCTPAHUTb
cypoporun. M3BecteH Takke cnyyan [3] ¢ 36-neTHUM
MYXUMHOW, Y KOTOPOro BO3HWKAW [Ba 3MNn30f4a
TOHUKO-KINIOHNYECKUX CYAOPOr C BHe3arnHowm notepen
co3HaHuA, nageHueM, AnddYy3HbBIM  TOHUYECKUM
CNasMoM W KNOHUYECKMMW MofepruBaHuamn. Emy
6bl1 MOCTaBfieH [AMArHO3 3MNUAENCcMM U Ha3HavyeHo
neyeHne BanbnpoaToOM, HO Yepe3 HEeCKOSIbKO [AHew
NOABUNNCH KNNHNYECKUE NPU3HAKN M’MNoKanbuuemMmm,
6bl1  BbIABNEH runonapaTMpeos W  Ha3HayeHa
3aMecTuTeNlbHaA Tepanua npenapatamy  Kanbuus,
KOTOpas Aana NnonoKMTeNbHbI pe3ynbrar.

KaHan[03 KoMK 1 CNU3NCTLIX B OONBLUMHCTBE CllyYaeB
npegwecTByeT pasBUTUO  OpPYyrnx  KOMMOHEHTOB
CMHAPOMA N MOKET NPOABNATLCA C NEePBbIX MecALEeB
XKU3HN. XpOHNYECKNI KaHAMA03 MOXKET ONroe Bpems
0CTaBaTbCA HEANArHOCTUPOBAHHbIM (BO3MOXHO, KaK B
Hallem cflyyae TONbKO K cemu rogam). lmnonapaTtnpeos
BbIABNIAETCA, KakK MpaBuio, nocje MoABNeHUA
KaHaupo3a, MaHudbecTupyeT B Bo3pacte OT 3 mec
Zo 40 net (y Hawein 6onbHOM B 7 NeT), OQHaKo yalle
AebiloT runonapatMpeosa npoucxogut ao 15 net
MMnokopTNLUKU3M pa3BMBaETCA Yalle B BO3pacTe nocne
10 net (y Hawen nauueHTkn B 18 net) [2]. [Tomumo
TPeX OCHOBHbIX MPU3HAKOB Yy MNaUMEHTOB BO3MOXHO
Hanuuve N NPUCoednHeHNEe B TEYEHUE KN3HU SPYrnx
ayTOMMMYHHbIX 3aboneBaHun — anoneymu, CUHLPOMA
Manbabcopbuny,  ayTOUMMyHHOrO  TUpPeouauTa,
NePHULNO3HON aHemmK, caxapHoro auabeta (CHO) 1
TUNa (y Hawemn nauMeHTKN CywecTByeT pUCK pa3BUTUA
CO 1 Tuna, Tak Kak Obln BbiABMEH MOBbILWEHHbIN
TMTp aHtuTen K GAD), mepBMYHOro rmnoroHagmsma
(npucyTtcTtBYyeT Yy Hawen 6GONbHOW), BUTUNMIO,
ayTOMMMYHHOTO renaTuTa, BacKynmTos, MeMmOpaHo3HO-
nponudepaTMBHOro rnomepynoHedputa u ap. [2, 6].

B uenom, B npepctaBneHHOM ciyyae npu
NPOrpeccuBHOM NOABAEHMM C PaHHEro AeTCTBa HOBbIX
komnoHeHToB AlC-1 Ha NOCTaHOBKY AMarHosa yuwno
npaktTuyeckn 12 net, yto npuBeno, dakTnyecky, K
nporpeccupytoLlern KanbundukaLmm pasHbix OTAeNoB
rOfIOBHOTrO MO3ra, U, BO3MOXKHO, K PEe3NCTEHTHOCTU K
NPOTMBOCYAOPOKHOWN Tepanuu, KoTopasa npuobpena
NPUOPUTETHBIN XapaKTep Ha NPOTAXeHun 12 neT.
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Asmop 3asasnaem 06 omcymcmeuu KOH(AUKmMa
UHMepecos Npu HanUCaHuu cmamedu.

PE3IOME

Bunagok ayToiMyHHOro nonieHgOKPUHHOIro
cnHgpomy Tuny 1y monopoi xiHku: 12 pokis go
BCTaHOBJIEHHA fiiarHO3y
M.J1. Kupuniok

[pepcTaBneHo onuc BUNaaKy Ni3Ho AiarHOCTOBAHOIo
ayTOIMYHHOro MOMieHAOKPUHHOIO CUHAPOMY  TUMy
1 (AMNC-1) y monopoi XiHkn 22 pokiB. KniHiuHuMK
o3Hakamu AlNC-1 y nauieHTKM B AuUTAYOMY Ta
nigniTkKoBoMy BiUi OynvM CYQOMHWIA CUHAPOM, XEWniT,
nepuopanbHUN epMaTUT, OHIXOMIKO3, a NicNa MeHapxe
— MEepPBUHHWIA (rineproHagoTPOMNHUIA) TiNOroOHagN3M
(nopyLeHHA/BIACYTHICTb MEHCTpYyanbHOro
UMKNy), HeJoCTaTHICTb HagHUpKoOBUX 3ano3. [lpwu
nabopaTopHUX Ta IHCTPYMEHTaNbHUX OOCTEXEHHAX

Jlama Haoxoo0xeHHsA 00 pedakuyii 26.10.2018 p.
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BUABNEHO rinokanbLiemito, rinepdocartemito,
rinomarHiemito, rinOKoOpPTMU30neMito, rinoectoreHemito
i rinonporectepoHeMilo, NiABMLLEHNN BMICT B KPOBI
AKTT, JII" i OCT, antutin go GADA, 3HMXeHHA nopory
CyfoMHoI roToBHOCTi Ha EEl, nopoBxeHHA iHTepBany
Q-T Ha EKI, kanbuuHO3 NigkipkoBuX Agep, Tanamycy,
3ybuacTx agep Mo304Ka, CyGKOpTUKanbHUX Biaginis
NO6HO-CKPOHEBO-TIM'AHNX 06MacTel rofIOBHOO MO3KY
Ha MPT 3Himkax. liarHo3 AMNC-16yB BUCTaBNEHWI TiNIbKM
NPU BUHUKHEHHI KapTUHW XPOHIYHOI HaQHMPKOBOI
HeJoCTaTHOCTI (B CTaHi AekomneHcauii) B Biui 18 pokis
i 11 micauis, To6To Yepe3 12 pokKiB Bif NOSBU NepPLUNX
03HaK MaHidecTaLii 3axBOptoBaHHA.

KniouoBi cnoBa: ayTOiMyHHUI MNONieHAOKPUHHMWIA
cuHpgpom tuny 1 (AMC-1).

SUMMARY

Case of autoimmune polyendocrine syndrome type
1in young woman: 12 years before diagnosis
Kyryliuk ML

A case description of a late-diagnosed autoimmune
polyendocrine syndrome type-1 (APS-1) in a 22-year-
old woman is presented. The clinical signs of APS-
1 in the patient in childhood and adolescence

were convulsive syndrome, cheilitis, perioral
dermatitis, onychomycosis, after menarche — primary
(hypergonadotropic)  hypogonadism  (menstrual

dysfunction / absence), and adrenal insufficiency.
Laboratory and instrumental examinations revealed
hypocalcemia, hyperphosphatemia, hypomagnesemia,
hypocortisolemia, hypoestrogenemia and
hypoprogesteronemia, elevated blood levels of ACTH,
LH and FSH, antibodies to GADA, decrease of the
threshold of convulsive readiness on EEG, prolonged
Q-T interval on ECG, calcification of subcortical nuclei,
thalamus, serrated nuclei of the cerebellum, subcortical
divisions of the frontal-temporal-parietal regions of
the brain on MRI images. The diagnosis of APS-1 was
established only when a picture of chronic adrenal
insufficiency (in a state of decompensation) appeared
in 18 years after 12 years from the first signs of disease
manifestation.

Key words: autoimmune polyendocrine syndrome
type-1 (APS-1).
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