w

AnbMaHax KnnMHUYeckon meanumHsl. 2024; 52. doi: 10.18786/2072-0505-2024-52-030 @

KnuHmnyeckoe HabnwgeHue

OcoBeHHOCTU KNMHMYECKOro TeyeHus U noabopa 3aMecTUTeNbHOM
Tepanuu y NaumeHTa ¢ ayTOMMMYHHbIM NOAUIAAHAYASPHbIM
CMHAPOMOM 1-ro TMNA: KNMHKYECKOe HabnaeHue

[MaBnoBa M.I." « TonoyHunHa O.0.? « MopryHosa T.b." « Jlnxonen H.B."

KanawHnkosa M.O." « ®apmaHos Al.' « Xazanua T.[.° - Gapees B.B.!

MaBnoBa Mapusa leHHapgneBHa — KaHA. Mef. HayK,
noueHT kadenpbl sHAoKpUHoNornm N2 1 HcTuTyTa
KNMHUYeckon meguumHbl M. H.B. Cknudocosckoro';
ORCID: https://orcid.org/0000-0001-6073-328X

P4 19992, r. Mockea, yn. MoroanHckas, 1-1,
Poccuinckan Oepepauys.

E-mail: pavlova_m_g@staff.sechenov.ru

lTonoyHuHa Onbra OneroBHa — KNVHUYECKUIN
opaunHaTtop? ORCID: https://orcid.org/0000-0003-
2320-1051. E-mail: olga.golounina@mail.ru

MopryHoBa TatbsiHa BopucoBHa — KaH. Mef. HayK,
AoueHT Kadenpbl SHAoOKpUHoNornn Ne 1 HcTutyTa
KnMHuyeckon meguumHbl M. H.B. Cknudocosckoro';
ORCID: https://orcid.org/0000-0003-1500-1586.
E-mail: tanmorgun@mail.ru

Jinxopen HatanbA BAyecnaBoBHa —
BPay-3HAOKPUHOON, SHAOKPUHOMOrYecKoe
TepaneBTnyeckoe otaeneHne N2 2, YHuBepcuteTcKas
KNnHMYecKasa 6onbHuLa N2 2';

ORCID: https://orcid.org/0000-0002-4680-0746.
E-mail: nettle_l@yahoo.com

KanawHukosa MapuHa ®epgopoBHa —

A-p MeA. Hayk, npodeccop Kadeapbl SHAOKPUHONOTU
Ne 1 IHCTWTYTa KIIMHNYECKOWN MEeANLINHDBI

nm. H.B. Cknudocosckoro';

ORCID: https://orcid.org/0000-0002-1282-2576.
E-mail: marina_kalash@mail.ru

®apmaHoB AnekcaHap lamupoBuy —
BPay-3HOKPUHOJION, aCMUpaHT Kadeapbl
3HAoKpUHOoNornm N2 1 IHCTUTYTa KIMHUYECKO
MeanLmnHbl M. H.B. Cknudocosckoro';

ORCID: https://orcid.org/0000-0002-5700-7663.
E-mail: farmanovendo@mail.ru

Xasanua Tampuko [laBupgoBHa — Bpay-
3HpokpuHonor?. E-mail: tamrikokhaz@yandex.ru

®apees BaneHTH BukTopoBuy — A-p Mef. Hayk,
npodeccop, uneH-kopp. PAH, 3aBepytowuii kapeppoii
3HAoKpMHonornn N2 1 IHCTUTyTa KNnH1Yeckon
mMeguumHbl um. H.B. Cknudocosckoro';

ORCID: http://orcid.org/0000-0002-3026-6315.

E-mail: walfad@mail.ru

AyTOMMMYHHbIN NOANIIAHAYNAPHBIN CUHAPOM 1-ro
Tuna (AMNC-1) - KpaliHe pefKkoe MOHOreHHOe ayTo-
COMHO-peLeccUBHOe 3ab0NeBaHNe, XxapakTepusyio-
Leecs pa3BMTMEM NONNOPraHHOM HELOCTaTOYHOCTM
C MpenMyLLeCTBEHHbIM MOPa*KeHNEM SHAOKPUHHDBIX
xenes. CIOXKHOCTY BEAEHNA NaLNeHTOB 06yCc/ioB-
JIeHbl HU3KOW MPUBEP>KEHHOCTbBIO K MOXKM3HEHHOW
MHOFOKOMMOHEHTHOW Tepanunu, BbICOKUM PUCKOM
Pa3BUTKA OCNTIOXKHEHUI, BKTOYAA MHEBMOHWIO, Ae-
KOMMEeHCaLMIo HaANoUYeYHNKOBOWM HEJOCTaTOYHOCTH,
HeKPOTUYECKMI KOMIUT 1 Apyrie ocTpble NHeKLu-
OHHO-BOCManuUTesNbHble 3aboneBaHus. Bcnepgcreme
PEeAKOCTU fLaHHON NaToNOrN y Bpayel oTCyTCTBYET
[OCTaTOYHBbIV OMbIT PabOTbl C TAKMMIM MALUEHTaMU,
4YTO MOXKET NPUBOANTbL K HECBOEBPEMEHHOMY OKa-
3aHMWI0 MeJULIMHCKON MOMOLLY 1 CMePTU GOMbHbIX.

MauneHTA. 28 neT B TeueHne 10 neT Habnaanca
B KJIMHMKE SHAOKPMHONOIMN C AnarHo3om: «AlMC-1.
Cnn3nCTo-KOXKHbIN KaHANA03. [epBMYHbIN rvnona-
patupeos. [lepBnYHAA XPOHUYECKaA HaANoOYeYH-
KOBasA HEAOCTAaTOYHOCTb. [lepBUYHbBIV FTMMOTUPEODS.
AyTOMMMYHHas 3HTeponaTua. XpoOHNYeCKn ractTpo-
LyopeHuUT. XpoHuyeckuii Konut. Anoneuus». [le6ot
ATC-1 ¢ XPOHMYECKOro KaHANA03a KOXI U CIIN3UCTbIX
B Bo3pacTe Ao 1 roga onpefenvn Taxenoe TeyeHne
6051€3HM, BKOYasA WMPOKUIA CNEKTP NoCiefoBa-
TeNbHO BO3HVKLLNX ayTOUMMYHHbIX 3a601eBaHuMiA,
CONPOBOXKAABLUMXCA HEOAHOKPATHBIMU Nepuogamm
[eKOMMEeHcaLmm runonapaTmpeosa 1 HaanoYeYHNKo-
BOW HelOCTaTOUYHOCTH, a TakXe pa3BuUTneM B 26 net
OCTPOro HeKpPOTMYeCKoro KonuTa. CtaB B3pOCsibiM,
naumneHT Npr3HaBas, YTo paHee HeJoCTaTOUYHO OT-
BETCTBEHHO Y BHUMATENIbHO OTHOCWCA K CBOEMY 3a-
6051eBaHMIO 11 perynsapHOMy Npremy JIeKapCTBEHHbIX
npenapaTos, B CBA3U C YeM Y HErO Nepuoanyecku
pa3BrBanach AekomneHcaumnsa HagnoyeyHKoBon
HEAO0CTaTOYHOCTU 1 HabN4aNNCb CUMNTOMbI, CBA-
3aHHble ¢ KoslebaHNeM YPOBHA KanbLnA B KPOBMU.
M3-3a HapylweHn KNeTOYHOro 1 ryMopasabHOro
MMMyHUTeTa 60nbHble AlNC-1 HaxofgATcA B rpynne
KpalHe BbICOKOIO prcKa KPUTUYECKOrO TEYEHNUA
COVID-nHeBmoHUW. B 2020 r. nauueHT 3abonen Ko-
POHaBUPYCHOW MHPEKLIE, OCTIOXKHVBLIECA ABYCTO-
POHHe NMHEBMOHMEN, C NOCNEeAYOLWUM Pa3BUTMEM
IblXxaTenbHON HeJOCTaTOYHOCTU, GaKTepranbHOro

cencuca n OCTPOW NOYEYHOW HeAOCTaTOUHOCTU.
HecmoTps Ha cBOEBpeMeHHyIo rocnuTanumsauuio,
MCMOJIb30BaHMe CaMblX COBPEMEHHbIX aHTMOaKTe-
pUanbHbIX U aHTUMUKOTUYECKMX MPEenapaToB 1 Npo-
Be[leHVie HeOOXOAMMbIX PeaHVIMaLIIOHHbIX MEPONPU-
ATWI, CNAcTV ero He yaanoch.

[laHHOe KNMHUYecKoe HabntogeHe AEMOHCTPUPYET
CJIOXHOCTV TePaneBTUYECKOro BefieHNA NaLMeHToB
¢ AMNC-1 ¢ paHHUM febioToM 3ab0neBaHMs, KOTOpble
BC/IEACTBME TAKESIOFO FeHeTUYECKM 0OYCSTOBIEHHO-
ro HapyLIeHHOro MMYHUTETA OTHOCATCA K rpymnne
BbICOKOIO priCKa NIeTanbHOro ncxofa npu npmco-
€AVIHEHUN NHTEPKYPPEHTHOM nHdeKLmn. CoueTaHre
HeCKOMbKMX XPOHUYECKIMX 3ab60oneBaHuin 1 Heobxoau-
MOCTb NnprieMa 60J1bLLIOr0 KOIMYeCcTBa NpenapaTos
3aMeCTUTeNbHO Tepanuy ANKTYIOT HEOOXOANMOCTb
MHAVBUAYANbHOrO TepaneBTMYeCcKoro Noaxona,
a TaK>Xe MPoBeAEeHNA NCUXONOTMYECKON 1 couranb-
HOW afianTaLyy HauMHaA C AeTCKOro Bo3pacTa 1 B Te-
YeHue BCeN XKM3HU C yYETOM YacTO BO3HMKAKOLMX
NCUXONOrMYECKMX Npobnem, onpeaenaoLwmx H13-
KYI0 NPVIBEP>KEHHOCTb fleYeHio AaHHON KaTeropum
nauuneHToB. CBOEBpeMeHHas AMarHOCTNKa 3aborne-
BaHUs, MOHVMaHVe NaToreHeTUYeCcKrX NPoLeccoB
1 0CO6EHHOCTEN €ro TeYeHVA MOryT Croco6CTBOBaTH
YBEIMYEHMIO NMPOACIKUTENIBHOCTN KaueCTBEHHOW
>KM3HW naymeHTos ¢ AMNC-1.

KnioueBble cnoBa: ayTOMMMYHHbIV NONUIaHAY-
NAPHBIA CUHAPOM, FeH ayTOMMMYHHOTO PEryNiaTopa,
AIRE, nepBuYHas XpoHnyeckaa HagnoyeyHnKoBas
HeAO0CTaTOYHOCTb, KIMHNYECKMIA CllyYal, NnpuBep-
YKEHHOCTb NIeYeHMio

Ana untuposaHua: [lasnosa MI, fonoynnHa OO,
MopryHoBa Tb, Jluxogen HB, KanawHukosa MO,
MapmaHos All, Xazanua T[, ®agees BB. OcobeHHOCTH
KIMHUYECKOro TeYeHNsa 1 Noabopa 3amMecTUTeNbHOM
Tepanuu y nauneHTa C ayTOMMMYHHBIM MOAUIAaHAY-
NIAPHBIM CUHAPOMOM 1-r0 TWMa: KNNMHUYECKOoe Habso-
feHve. AflbMaHax KnnmHnYeckom MeauLvHbl, 2024;52 (6).
doi: 10.18786/2072-0505-2024-52-030

Moctynuna 28.02.2024; popabotaHa 20.09.2024; npu-
HATa K nydnvkaumm 07.11.2024; onyb6nmMKkoBaHa OHMaiH
18.11.2024
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3I'bY3 ropopa MockBbl «[opoackas nonvknmHmka N2 134 [lenaptameHTa 3apaBooxpaHeHus ropoga MockBbi»; 117574, r. MockBa, HoBosiceHeBcKuin Np-T, 24-2

CrpaHuua 1139



w

@ AnbMaHax KNMHUYeckon meanuuHbl. 2024; 52. doi: 10.18786/2072-0505-2024-52-030

CrpaHuua 2 n3 9

YyTOMMMYHHBII TOAUIAAHLYIAPHBIN

cungpom 1-ro tTumna (AIIC-1) oTHOCUTCA

K KpaitHe pegkuM (opdaHHBIM) 3ab60/eBa-

HIAM C ayTOCOMHO-PelleCCYBHBIM TUIIOM
HacefoBaHuA. B 1997 . QMHCKMMM y4eHBIMU OBIT
OTKPBIT U ONMCAH I'eH ayTOMMMYHHOTO Perynsropa
AIRE (anr1. AutolImmune REgulator), xogupyrommuii
CMHTe3 6eJIKa, PeryINupPyIOLIero TPaHCKPUIILIUIO U OT-
Bevalollero 3a GpopMIpoBaHye UMMYHOIOIMYeCKO
TOMepaHTHOCTH [1].

Pacpoctpanennocts AIIC-1 focToBepHO He ycTa-
HOBJIEHa. Bo MHOTUX cTpaHaX MMpa BCTpeYarTCa
JIMIIb efUHMYHbIE CTy4dan 3aboneBans. [To aHHBIM
JINTEPATYPHl, K HACTOAIIEMY BPEMEHM B MIPe U3BeCT-
HO TIpuMepHO 0 400 cryuaes ATIC-1, a HanbombLIast
3a00/1eBaeMOCTb 3aperucTpupoBaHa Cpefii UpaH-
ckux eBpeeB — 1:9000, sxureneit Capguuuu — 1:14000
u Gurangagun — 1:25000 HacereHNs, YTO CBA3BIBAIOT
€ 060CO0/IEHHOCTDIO IIPOXXMBAHM A TaHHBIX HAPOLOB
Ha OIIpeJie/IEHHOI TePPUTOPUMNL.

B Poccum B 2017 r. E.M. OprnoBoii 6bia onuca-
Ha camast 6onbluas B Mupe koropra 6onbHbx ATIC-1
(2, 3]. OgHako sT0 Beero 138 marueHToB U3 125 cemeir.
IMopassiomee 6OIBUINHCTBO KINHUIIUCTOB, B TOM
YyC/ie SHAOKPUHOIOTOB, HUKOT/Ia He CTaIKMBAJIOCh
C JAHHOV IaTONOTKeEl. VIMEHHO IO9TOMY OnMCcaHue
Ka>K/IOTO K/IMHMYECKOTO CTy4as IpefCcTaBIseT, C Ha-
IIeil TOYKY 3peHM s, 6e3yCTIOBHBII MHTEpeC.

I'ern AIRE pacmonoskeH Ha KOPOTKOM Iijievye 21-11
XpOMOCOMBI (21p22.3) U KORUPYET CUHTE3 YHUKATIb-
HOro 6erka — peryasatopa TpaHckpumiuu [2]. 9to
PeryIATOpHBLI (PaKTOp, yCUIVBAIOMINIL SKCIPECCUIO
Pas3IMYHBIX TKaHeCHenN(pIIeCKUX AHTUTEHOB, OCHOB-
Hasl posib KOTOPOTO 3aK/TI0YAETCs B HETaTUBHOI CeleK-
v T-miMdonnTos u GopMUpPOBaHNUM LIEHTPaTbHOI
MMMYHOJIOTMYECKOII TOIEPAaHTHOCTY B M Y/I/IAPHbIX
KJIeTKax Tumyca [4, 5]. Ha cerogHsuamii eHb OIMcaHo
6ornee 100 MyTanii B pasTM4YHbIX yyacTKax rena AIRE
[1], M3 KOTOPBIX B MMpe Hanbosee pacIpoCTpaHeHbl
R257X (82%), p.A58V u 109dell3 (2, 3, 6, 7]. Tlo gan-
HeiM E.M. OpnoBoit, B poccuiickoit nmonynanumu B 76%
cny4daeB BCTpevaetcst myTanusa R257X [3].

I ATIC-1 xapakTepHa 60nbInas BaprabenbHOCTb
TedeHNs 3a60/IeBa A, BK/II0Yas BO3PACT MaHMUpecTa-
LM, CKOPOCTb MPOTPECCUPOBAHMS, @ TAKXKE YMCIIO
COCTAB/AKIIMX KOMIOHEHTOB, IPEACTABIAIOMIINX CO-
601t HapyIeHe GYHKIIVIOHNPOBAHNUS S9HIOKPUHHBIX
U He9H/IOKPVHHBIX OPTAHOB.

[le6roT 3a60meBaHms1 Hanbo/Iee YaCTO IPOUCXOSUT
B JIETCKOM BO3pPacTe U MPOABIAETCA KIACCUIEeCKON

KAVHUYECKON TpUaJoii, BKIOYAKUIell XpPOHMYE-
CKMI KaHAMAO03 KOXM VM CIU3NUCTBIX, IEPBUYHBIN
TMIIONAPATUPEO3 U NEPBUYHYIO XPOHMYECKYIO HaJ-
HOYeYHNKOBYI0 HegocTatounocts (XHH) [8]. Y 601b-
IIMHCTBA NAI[MEHTOB TaK>Ke MOT'YT IPJMCYTCTBOBATb
ayTOMMMYHHbIE IIOpakKeHUs JPYIUX OPraHOB U CHU-
cTeM: runoronagusM (60-70% ciydaeB cpefy KeH-
muH 1 10-60% - cpefu MY>XUUH), ay TOMMMYHHBII
tupeonput (10-15%), caxapHslit guabder 1-ro Tuma
(5-18%), anmonenus (25-40%), runonnasus 3yOHOI
amainn (25-75%), Butmnuro (15-30%), Manrpabcopoums
(25-30%) u mp. [2, 3, 6, 9-11].

OcHoBaHMeM [I/151 yCTAaHOBJIEHN A JMAaTrHO3a CYMTa-
eTCs coueTaHue KaK MIHUMYM JIBYX 13 TPeX OCHOB-
HBIX [IPM3HAKOB KIaCCUYECKOIl Tpuasbl 1160 OAMH
IpU3HAK IIpU Haau4duu 3a00/IeBaHNA Y POACTBEH-
HIUKOB nepBoit muuuu [3, 12]. HopBexckue uccne-
TOBaTeIN II0KAa3a/u, YTO TOAbKO y 40% manueHToB
IPUCYTCTBYIOT BCE TPM OCHOBHBIX KOMIIOHEHTa
ATIC-1. B pape cny4aeB B eTCTBe MaHU(eCTUPYeT
OJJVIH BTOPOCTEIIEHHbII KOMIIOHEHT, a IepBOe T/IaB-
HOe NpOosIBIeHNE — M03)Ke, BO B3POC/IOM BO3pacTe
[9]. ITo panupiM E.M. OpnoBoii, Ha MOMEHT yCTa-
HOBJIEHUs iuaruosa y 29% manmueHTOB OBII0 TOMBKO
OITHO 13 TPeX OCHOBHBIX K/IMHIYECKNUX IIPOSABICHNIL.
Tonbko B 37% cnydaes 3aboneBaH1e MaHU(DECTUPO-
BAJIO SH/JOKPMHHBIM HapyLIEHMEM, B TO BpeMsA KakK
y 63% MalMeHTOB MePBBIM CUMIITOMOM OBITIO HE9H-
TOKpUHHOeE 3a00/IeBaHIe — XPOHIYECKIIT KaHUIO03
KOXM 11 cnm3ucThix (50%), cuHApoM Manbabcopbum,
ayTOMMMYHHBII TeIIaTUT, alONe s, BUTUINTO U Jp.
[3, 13]. Takoe pa3HooOpa3me BapMaHTOB KIMHMYE-
CKOTO Te4eHUA 3aTpyhH:AeT guarHoctuky AIIC-1.
Kak npasuio, y manuenTa ¢ AIIC-1 B cpefiHeM pas-
BMBaeTCA 4-5 NPOABJIEHUI CUH/IPOMA, HO MOXET
6b6ITh OT 1 M0 20 KOMIIOHEHTOB. B 11e710M 60bHBIE
ATIC-1 mopBep>keHbI MTOBBIIIEHHOMY PUCKY CMep-
T U3-3a HA/IIOYEYHMKOBOI HEJOCTAaTOYHOCTH
U TUIIOKA/TbI[MEMUYECKOTO KPU3a, a TAK)Ke COCTO-
STHIIT, BBI3BAHHBIX a0epPaHTHBIMI Ay TOUMMYHHBI-
MM peaKLMAMM, OCOOEHHO TrelaTUuToOM, HeppUTOM
U TTHEBMOHMUTOM.

IIpencrasnsaem onmcaHyue KIMHUYECKOTO CIIydas
nanuenta ¢ AIIC-1, koTopbiit Ha mpoTsKeHuu 10 et
Habmomancsa B Heckonbkux kanHnkax ®raoOy BO
ITepBblit MOCKOBCKIUII TOCYAapCTBEHHBIN YHUBEP-
cuter umesn V.M. Ceuenosa Munsnpasa Poccun
(CeveHOBCKMIT YHUBEPCUTET), B TOM YNCJIe B KJIU-
HIKe 3HIOKPMHOOTUN U KIMHYUKE NPOIeleBTUKN
BHYTpPeHHUX Oore3Heit'.

"KnnHnyeckasa cutyaums ¢ pa3BuTMeM HeKpoTryeckoro konvta B 2019 r. y laHHOro naumeHTa onucaHa paHee B nybnukauum E.A. Tpyw v coasr. [14],
O[IHAaKO Mbl COUNIN HEOBXOAUMbIM BHOBb BEPHYTbCA K 6onee nogpo6bHOMY NpefcTaBNeHunto JaHHOTO HabNoAeHNA, aKLEeHTPYA BHAMAHWE Ha SHAOKPU-
HONOrMYecKnx acnekTax BefeHna nayneHTos ¢ AMNC-1 1 KNIMHUYECKMX NCXOfax B Clyyae TAXKeNOoro TeyeHna 3abonesaHma.

KnuHnuyeckme HabnoaeHuns
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KnunHnyeckoe HabnwoaeHne

[ManmenT A. ¢ guaraosom AIIC-1, ycTaHOBIEHHBIM
B Bo3pacrTe 3 JIeT, 10 18 neT HaXoAuICs MOf, Hab/moeHeM
IeTCKOTO 9H/IOKPMHOJIOTA B 9H/JOKPIHOJIOTYECKOM OT/ierie-
Hym Poccuiickon erckoit Knuaudeckoit 6onbauiisl (PIKB),
TIOC/Ie JOCTVKEHU I COBEPILICHHOJIETHUS 1 0 28 JIeT — B KJIN-
HIKe 93HOKpUHONIOrMY Ce4eHOBCKOTO YHUBEPCUTETA.

CeMeliHbIT aHAMHE3 110 S9HJOKPUHHBIM 3a00/IeBaHy-
SIM He OTsTOoIeH. Popuiics ot 3-it 6epeMeHHOCTH, POLbI
1-e (mepBble 2 6epeMEeHHOCTI 3aKOHYMINCH BHIKMBIIIIAMI
Ha cpoke 15 n 18 Hefenp).

ITpo6eMbl €O 3Jl0POBbEM POJUTEIN CTANIN OTMEYaThb
IIPaKTIIeCKU CPasy IMOC/Ie POXKeHIS — pebeHOK I/I0X0 Ha-
6upan Bec. B 3 Mecsna 6bl1a fuarHocTpoBaHa fUCTPOU
2-i1 cTenieHy, U B JJaJIbHelIIeM Ha IIPOTXKEHNM BCell )KU3HU
y MaljeHTa COXpaHsAICA BeUIUT MacChI Tea.

Ha 1-M ropy >xusHu 6ecriokouiu 6071 B XXMBOTE 1 He-
YCTOIYMBBI CTYI (depefoBaHue 3a0poB u fuapen). Jaree
TIPUCOENVHIIICA KaH/JUTL03 POTOBOI IIOJIOCTH, 3ae/ibl B YI-
Jax pra, M3MeHeHM: (YTOIIeHue, a IOTOM IOTHOE NCYes-
HOBEHIE) HOI'TEBBIX ITacTUH. Ha 2-3-M rogy nossuiach
IIUTMEHTALMsI KOXKY MaJIblleB Ha PyKaX 1 HOTaX, 00/macTu
renuTanuit. [IporpeccupoBanu n3MeHeHU CO CTOPOHBI
xenypouHo-kuireqHoro Tpakta (OKKT). B 3 roga BiepBbie
PasBUINCH TOHMYECKIE CYAOPOrH («pyKa aKyuIepar).

ITpu o6cnenoanuu B PIKDB ycraBneH mmarHos:
«Cnm3ncTo-KOXKHBIN KaHAn03. IlepBudHbIf runomnapa-
THpeo3. XpOHIYECKUI TaCTPORYOAeHUT. XPOHUIECKIIT pac-
NpOCTpPaHEHHbIN KonuT». HasHaueHbl Ipenaparhl KaaibLysa
v Maraus, gurugporaxucrepon (AT-10), mpoTuBorpubKo-
Bble CpeficTBa (KEeTOKOHA3OI).

HecmoTps Ha TPOBOANMYIO TePANNIo, COCTOSHNE TIPO-
mormxkaino yxypmarbes. K 4 rogam nossuiach NOCTOSHHASA
TOIIHOTA, Pa3BUJICA JTAPMHTOCIIA3M C IIOTepell CO3HaHN A,
OTMeYajIoCh BBIIIaJIeHie PECHUI] 1 BOTIOC Ha rojioBe (THesy-
Has anornenys). Yepes HeCKOIBKO JIEeT a/loNeN sl CTala To-
Ta7bHOIL.

B 5 ner puarnocruposana nepsuynadg XHH. Hasnauena
Tepamys IPefHN30/I0HOM, GIyApOKOPTU30HOM. B nanpHeit-
11eM IIPeHU30/IOH 3aMeHeH Ha I'MIPOKOPTU3OH (IIpemapar
Kopted, ITonbdapma, ITonbira) B 5KBUBaTEHTHOI j03€.
B cBsA3M ¢ mporpeccupoBaHueM KaHAM/[03a KeTOKOHA30T
3aMeHeH Ha (rykoHason. Ha atom ¢oHe cocTosHMe CTa-
OMIN3MPOBATIOCE.

C 6 neT - pa3BUTHe NITO3a BEPXHNX BeK, He CBA3aHHO-
TO C MMACTeHNel, CKOMMOTIYECKOTO HapyIIeHN s OCAaHKIL.
ITo naHHBIM TEHCUTOMETPUN — CHIUDKEHME MUHEPATbHOI
motHocTy KocTHON Tkauu (MITKT) oTHOCHTENBHO TTOKA-
3aTesIelt, XapaKTepPHBIX /IS JAHHOTO Bo3pacTa (Z-Kpurepuit
B IIOSICHMIHOM OTJieste o3BoHoYHMKa L1-14 coctasut -3,9 SD
(anrm. standard deviation — cTaHZapTHOE OTK/IOHEHE)).

B 8 et BrepBble BBIABIEHO HEe3HAUNTE/IbHOE MOBLI-
nreHne TupeorponHoro ropmona (TTT), mpu saTom ypo-
BeHb CBOOOAHOrO THpOKcKHa (cB. T4) 6pl1 B mpepenax
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Puc. 1. Kananaos nonoctu pra

pedepencHoro guamazona. [JnarHocTupoBaH CyOKIMHNU-
YeCKUIi TUIIOTU P03, Ha3HAYEH JIEBOTUMPOKCUH 25 MKI/CYT
C JanbHellIel KoppeKiyel fo3bl ¢ BO3PAacTOM IIOJ, KOH-
tponem yposHsa TTT.

IIpnHKMMasA BO BHUMaHUe cOYeTaHMe TpeX Klaccude-
CKMX KIVHUYECKUX CUHLPOMOB (KOXXHO-CIM3UCTHIN KaH-
1npo3 (puc. 1), mepBUYHbII IUIIOIAPATIPEO3 U TIEPBUYHbII
TUIIOKOPTUIU3M), ycTaHOBIeH finarHo3 ATIC-1. B Bospacre
11 1T BBHIIIOTTHEHO FeHeTMYeCKOoe ICC/IefJloOBaHue, IO/ TBEPXK-
IeHO Hau4ue Haubosree pacIpoOCTPAHEHHON B POCCUIICKOI
nonynauyuyu mytauuyu R257X rena AIRE B TOMO3UTOTHOM
COCTOAHUN.

o 18 nmeT manmMeHT MOTy4Yan CUCTEMHYIO IPOTUBO-
IpUOKOBYIO Tepamuio GIyKOHA30/I0M, 3aMeCTUTEIbHYIO
Tepamnuio IeBOTUPOKCUHOM 50 MKT/CYT, ITIpOKOPTU30HOM
40 mr/cyT, drnyapoxoprusonom 0,025 Mr/cyT, mpenaparsl
KampLus 750 MI/CyT U aKTUBHBIE METaOO/MUTEL BUTAMUHA D
(anpdakanbyupon) 1,5 MKr/cyT. IIpy MONbITKE yBEMUIUTD
103y GIyIpOKOPTU30HA Pa3BUBAIACh I'MIIOKAIbIIVIEMI A
C CYIOPO>KHBIM CMHIPOMOM, B CBAI3M C YeM J103a IIperapara
A/INTENDbHOE BpEMA OCTaBaIachb 663 M3MEHEHUIA.

C 18 neT HaxXOmUJICA IO, HAOMIOeHEM B KIMHUKE 9H-
IOKPVMHOIOT MY YHUBEPCUTETCKON K/TMHNYIECKON OO/IBHIUIIbI
(YKB) Ne 2 CeueHoBckoro Yuusepcurera. [Ipu nepsom
IIOCTYIIJIEHNY B K/IMHUKY Ha CTal{iOHapHOEe 00CIejoBaHIe
1 JIeYyeHye pOCT NalMeHTa COCTaB/An 168 cM, Macca Tena —
44,8 xr, nupekc Maccol tera (VIMT) - 15,87 kr/m? (mepuuut
MacCChbI Tena). BrisBrieHa moBbllIeHHA S cy;qopo»(Ha;I TOTOB-
HOCTD (TTOJIOXKUTETBHBIN CUMIITOM XBOCTEKa, OHEMEHME
MBIIIIL JINI]A, TAPECTE3UM B Ta/IbIIaX PYK IPY OTPUIIATENb-
HoM cuMmitome Tpycco). IIpu nab6oparopHoM ob6cefoBa-
HUU: BbIpaKEHHas TUIOKAIbL{MeMsi (CHU)KEHUE YPOBHSI
obuero kaapuusa go 1,3 mmons/n (2,02-2,60 MmMonb/n),
MOHM3MPOBAHHOTO KanbuuA — fo 0,48 MMomb/n (1,13-
1,32 MMo71b/1)), OTpe6oBaBIIast HEOLHOKPATHOTO MapeH-
TepajIbHOTO BBeJIeH N MpernaparoB Kablys. Ha ¢poHe yBe-
JIMYeHNst H03bl abdaKa bAoA fO 3 MKI/CYT I IIPerapaToB
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KanpuyA 1o 3000 MI/CyT coXpaHsAIach TUIIOKAIbIMeMus,
B CBsI3M C 4eM B Bo3dpacre 20 yieT anbdaKanbliuio 3aMeHeH
Ha Ka/JIbLIUTPHOJI B l03€ 2 MKI/CYT. JJOCTUTHYTa HOPMOKaIb-
nuemusd. B janpHeiiieM B Ka4eCTBE TepalMU IUIIONAPATH-
peo3a MmanveHT NpUHYMA MIMEHHO KaTbIIUTPIOI.

ITpu o6¢cnenoBanmy B Bo3pacTe 24 ieT OTMEYEHO MOBBI-
IIeHNe YPOBH:A 001IIero KaIbliMsA B KPOBU [0 2,85 MMOJIB/TI,
MOHM3MPOBAHHOIO KaabLuA — o0 1,37 MMOJIb/JI, B CBA3HU
C 4eM 103 KaJIbIIMTPIOJIA IIOCTEIIEHHO YMEHbIleHa (MIHU-
MasnbpHO 10 0,50 MKTI/CyT), £03a IIpeapaToB Kalblus CHU-
KeHa 1o 250 mr/cyT. Ha aToM doHe coxpaHsamach HOpMO-
Ka/IbLMeMIis, OfIHAKO Yepe3 Tofi BO30OHOBYIINCD CYOPOTH,
OHEMEeH e MBIIII] JINI]A, TAIIEHT CAMOCTOATENbHO YBE/IN-
YU 03y Kambus 1o 1000 mr/cyT. B TedeHne HeCKOTbKMX
JIeT OTMevasach TeHAEHI A K TUIepKaabliieMU TPy MpU-
eMe IIO00paHHBIX paHee K03 KaJIbIIUTPIO/IA I IIPerapaToB
KaJ/IbIi A, COPOBOXK/IaBIIAACA IOBbILIEHEM apTepUasb-
Horo pgasnenns (AJl) makcumanbHO 0 160/100 MM pT. CT.
U CHVDKEHMEM CKOPOCTU KIYyOO4YKOBOW (uAbTpannm
1o 56 mn/mun. IIpu obcnegoBanny B 28 €T MaKCUMab-
HBIil ypOBeHb Kanblus (Ha QOHe IpueMa KalbLUTpHo/Ia
0,5 Mr/cyT 1 Kanpuusa 500 Mr/cyT) cocTaBuia 2,8 MMOIB/T
(2,15-2,55 mmonb/n). CHUXEHME 103 IPenapaToB BbI3bI-
BaJIO y MaljieHTa HeIpUATHbIE OLIYIeHN B BuJe Iepuo-
TUYIeCKY BO3HMKAOINX CYZOPOT ManbIleB PYK.

IToMuMo runepxanbLuyeMun, OBOJOM [/l HEO[JHO-
KPaTHOJ TOCINUTAIN3ALNY B 9HJOKPMHOTOTMYECKUI CTallM-
oHap cnyxuna fekomnencanya XHH. Jlnarnos nepsudnoro
TUIOKOPTHUIIN3MA ObUI YCTAHOBJIEH B 5 JIET, ¥ BCE 9TO BpeMs
MALJeHT HaXOAWJICA Ha 3aMeCTUTEIbHOI TepaIni TTI0KO-
koptukonpamu (I'K). Cregyer oTMeTUTD, 4TO HOTPEOHOCTD
B Tepalyy y Hero Obl/Ia CyIleCTBEHHO BbIIIe (BO B3POCTIOM
Bo3pacre o 40-60 Mr/cyT), dem npu nepeuunoit XHH y ma-
L[MeHTOB, He cTpagamux AIIC-1. [IpuunHOI feKOMIIeH-
canuy Yale BCero ObUI MPOIYCK MV HeCBOEBPEMEeHHDbI
IpyeM TUAPOKOPTH30HA (B THEBHOE BpeMsI MAI[MEHT JacTo
3a0bIBajI BHIIUTD TabneTKy). [Ipu mepexose Ha Tpexpaso-
BbIJI IIpMeM IperapaTa, UMATUPYIOIMI CyTOYHbI PUTM
cekperuy Koptusona (50% yrpom, 25-30% mgHeM u 20-25%
Be4YepOM), CAMOYYBCTBIE, KaK IIPaBITIO, 3HAYUTENBHO YIy4-
IIaJIOCh. B K/IMHMKe perynapHO NPOBOAUINCD Oecebl O He-
00XOIMMOCTY yBE/TMYEHS JO3BI TU/IPOKOPTI30HA B C/Tydae
3a00J1eBaHNA, CTPECCOBBIX CUTYaIUIi, OIIePATVBHBIX BMe-
IIATEIbCTB; BCe PEKOMEHAALNMM 0053aTebHO IIPOIIUCHI-
BAJIMCDh B BBIIMCHOM 3MUKPU3e, OfHAKO TaJIeKO He BCerpa
BBITTOMHANMNCH. CBUIETENbCTBOM TOMY CITY>KUT TIOBBIIIEHNE
B II€pUOJ] OJHOI U3 TOCIMUTAAN3aL NI B Bo3pacTe 24 jieT
yPOBHS afipeHOKOpTUKOTpOoHOro ropmona (AKTT) cBbiire
1250 rir/mn (> 275 nmonb/n (0-10 mmons/n)).

B Bo3pacre 26 1eT BHE3AIMTHO IOSIBUINCH HOOIIIE 607N
B )KIBOTE II0 X0y TOJICTOI KMIIKM, B CBA3M C 4YeM TOCIINU-
TaAM3UPOBAH B XMPYPrudeckoe oT/eNeHye TOPOCKOIt
K/IMHIYEeCKOII 60IbHUIIBI II0 MECTY KUTEIbCTBA. JJaHHBIX,
MOATBEPKAAIOUIMX OCTPYIO XMPYPTIUUECKYI0 ITaTONIOTUIO,

He IO/Ty4eHO. BhINcaH ¢ yaydIienneM COCTOAHMA, OfIHAKO
K Bedepy 6011 BO30OHOBIINCD, IPUCOEAMHIIACH TOLI-
HOTa, BBIpa’KeHHas cabocThb. CTaIoHapHO 006CIej0BaH
B K/IMHMKe IPOTIeIeBTUKY BHYTpeHHUX 6ome3Hert YKB Ne 2
CeueHoBckoro YHuBepcurera. ViccmemoBan Kaa Ha TOK-
cunsl Clostridium difficile, momy4eHsl MOTOXUTENbHbIE
Ppe3y/IbTaTbl OTHOCUTETBHO TOKCHHA B (TokcuH A He 06Ha-
pyxeH). YcranosneH auarnos «Clostridium difficile-acco-
LUMpoBaHHas 60/me3Hby. [Ipy IpoBefeHIN KOMTOHOCKOIIN
06Hapy>KeH y4acTOK IOPaXKeHNU CIU3VUCTOI TONCTON KIII-
KM IIPEJIII0NIOKUTENTbHO Ay TOMUMMYHHOTO reHe3a. [laHHbIe
TMCTONIOTMYECKOTO MCCIeJOBAHNUA: CTU3MUCTAS C OOIINP-
HBIMI y4acTKaMI HeKpoO3a ¥ THaNIMHO3a COOCTBEHHOI
IJTACTUHKM CTIM3UCTO 000TOUKY C YOBIIBIO M YMEHbIIIe-
HHUeM pa3MepOB KPUIIT, TIOBEPXHOCTDb MOKpbITa Gubpu-
HO3HO-JIEIIKOLMTAPHBIM 9KcCyaaToM. Mopdonorndeckas
KapTMHa B 0OJIbIIeIl CTEIIeHN COOTBETCTBOBaNA MHPEK-
LIMIOHHOMY HeKpOTH4ecKoMy Konuty. IIpu nposegennn
930(aroracTpoayoeHOCKONNY BbIABICHbI IPU3HAKYU XPO-
HIYeCKOTO BOCIIA/IEHS CIU3MUCTOI 060/I0UKY INIEBOJA,
KaHJMTOMUKO3a NNILeBOAa 3-11 CTeleHy, aHTPaTbHOIO
ractpura, 6ynbp6ura. Hasnadena tepanmus 601bInuMM 50-
samu I'K - mpeHM30/10H B MaKCUMAa/IbHOI o3e 90 Mr/cyT
C IIOCTENIEHHBIM CHIKEHVEM B T€UeHMe MecAILla /10 TOTHOII
orMeHbl. Ha 9TOM oHE CaMOYyBCTBYE 3HAYNUTETBHO YIyd-
IIMTOCh, KTMHIYECKNe CMMIITOMBI HUBE/TNPOBA/INCD, YTO
MOATBEPKJaeT ayTOMMMYHHBIN reHes mopaxkennsa JKKT.
Bormee moppo6HO JaHHasA KIMHUYECKas CUTYalUsA U IPO-
BefleHHBIe 00CIeOBaHIe U JIeIeHIIe Al[JleHTa OMMCAHBI
panee [14].

ITocnenHee cTanoHapHOE 0OCIeOBaHME B KIMHIKE
9HJJOKPMHOJIOT UM IPOBefleHo B Bo3pacTe 28 neT. ITanuent
HpefbABIIAN )KaI00bl Ha MOBBIIIEHHYIO YTOM/IAEMOCTD,
HepUOAMIecK) BOSHMKAIOIYIO TOIOBHYIO 60/Ib U CyHO-
poru maneues pyk. IIpu noctynnenun: poct — 170 cm,
Mmacca Tena — 49 kr, IMT - 16,96 kr/m*>. OTmedaeTcs I'u-
HepIUIMeHTaL A B 00/1aCTH JTIOKTEN U HOsACHMIBI (puc. 2),
3HAYMMO MeHee BhIPa>KeHHasI 0 CPaBHEHNIO ¢ 6oJiee paH-
HuMH HabmofeHuAMN. ITofKOXKHO-KMPOBas KleTdaTKa
PasBUTa HEJOCTATOYHO, pacIpesiesieHa paBHoMepHo. A]l -
116/80 MM pr. cT., 9acToTa ceppednbix coxpaennii (YCC) -
70 yn/mMuH. JKUBOT MATKMiL, 6e360/1e3HeHHbIIT IPY NaJlb-
ALy BO BCeX OTAenax. Iledens mo kpao pebepHOIt FyTL.
[InToBN/HASA XKele3a He yBenyeHa, INIOTHO-3/1aCTUYHa,
ysnbl He nanbnupyroorca. Cumnrombr XBocTeka, Tpycco -
OTpuIIaTe/TbHbIE.

Ha MOMEHT mOCTYIIJIeHNA B KIMHMKY TAIMEHT I110-
naydan rupgpokoptuson (mpemapar Kopred) 40 mr/cyt
(20 mr yrpom, 10 Mr gHeM u 10 Mr Bedepom), GryapoKop-
tuson (npenapar Koprunedd, Agamen Papma, ITosbira)
0,05 mr/cyT, TeBOTUpPOKCKUH (mpemapaT L-Tupoxcus,
Bepnun-Xemu, lepmanus) 75 MKI/CyT, KapOOHAT Kajlb-
nuA 500 mr/cyT, KanpuuTpuon (npemnapar Poxanerpor,
Karanent 'epmanus O6epbax, [epmanus) 0,5 MKr/cyT

KnuHnuyeckme HabnoaeHuns
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n ¢ayxonason (npemapar Iudnokan, Papesa Ambyas,
®pannusa) 300 mr/cyT.

ITo pesynbpraTaM 1ab0paTOPHBIX MCCIIEOBAHMII BbISBIIE-
Ha TUIIOKa/ILIMEeMIs — CHIDKEHIE YPOBHsI 0OLIero KaabLys
1o 1,99 mmons/n (2,08-2,65 MMOJIb/1T), MIOHU3NPOBAHHOTO
kanpbiys — 1o 1,11 mmons/n (1,15-1,35 MMorb/n). [losa Kaib-
UMUTprona ysenndena o 0,75 MKT/CyT, TPOLOMKeH IIpueM
mpenapatoB Kanpuusa 500 mr/cyt. Ha aTom done ypoBeHb
06111eT0 Kayblsi ObII B IIpefenax peepeHCHOro Anamnaso-
Ha, Ka/1100bl OTCYTCTBOBAIN.

YuuTpiBasg HOpMajabHble YPOBHU KanusA U HATPUA
B kpoBu (K* - 4 mmonb/n (HopMa - 3,5-5,5 MMoIb/N),
Na* - 148 mmonb/n (Hopma — 132-150 MMonb/1)), cTa-
6unbHbIe TeMOfHaMuYeckue mokasarenu (Al — 115-125/
70-80 MM PT. cT., YCC - 65-75 yfi/MIUH), KOPPEKIIUY JO3BI
dnynpoxoprusona (50 mr/cyTt) He morpebosanoce. JJosa
TUPOKOPTU30HA TaK>Ke OCTaBJIeHa pe>kHel — 40 Mr/cyT,
[IpUHMMAs BO BHIMAaHIe YHOBIETBOPUTENIbHOE 0blilee ca-
MOYYBCTBUE, 3HAaUNTETbHOE YMEHbIIEHE TUIIePIIUTMeH-
TaIVM 110 CPABHEHMIO C MPEAbIYIIMMIU FOCINTAaTIN3aIIVA-
mu. Coxpansnoch Hebonpinoe nospinierye yposua AKTT
7o 55,5 IMOJIB/MI, OfHAKO 3TO CYLIeCTBEHHO HIKe TIOKa3a-
TeJIell, BBIAB/IAEMBIX Y IAllMI€HTa paHee IPU BbIPAXKEHHO
nekomnencanuu XHH (AKTT B 24 roga > 275 nMonb/n
(0-10 mMonb/m)). ITanyeHT B 04epeHOIL pa3 IpOonHPOpMU-
POBaH 0 HEOOXOAMMOCTH KOPPEKIINH {03l ITUAPOKOPTI30-
Ha B C/Iy4ae IpUCOefHeH s NHDEKIVIOHHBIX 3a00/IeBaHNIIL,
TP BBITTOTHEH MY JUATHOCTUYECKUX U Te4eOHBIX MaHUITY-
JIALMIL, BO BpeMsI OTlePAaTYBHBIX BMEIIATETbCTB.

IIpu o6cnmepmosanuu yposeHb TTI cocraBun
0,8 MmkME/mn (0,4-4,0), cB. T4 - 13,5 nmonn/n (11,5-
23,2 IMOJb/1T), KOPPEKL MM HO3bI TEBOTUPOKCUHA He I10-
Tpe6oBanoCh.

HecmoTps Ha BBICOKMIT PUCK Pa3BUTHSA CAXapPHOTO IM-
abera 1-ro tuma npu ATIC-1, y Hamlero mamueHra 3a Bce
BpeMs1 HabMIOeHs HY Pasy He ObIO BbIAB/ICHO HAPYILIEHNI
yriaeBopHOro obmena. Ilpu o6¢ceoBanny B 28 €T ypOBeHb
IJIIOKO3BI KPOBY HATOIIAK COCTABII 5,6 MMOJIB/JI, TIMKAPO-
BaHHOTO TeMorIobmHa — 5,1%.

ITpy ropMOHa/IbHOM VICCTIEIOBAHUY YPOBEHb TIOTEVMHU-
3upyiomiero ropmona — 5,5 MME/mn (1,5-9,3 MME/mi), T710-
Oy/11Ha, CBA3BIBAIOLIETO [107I0Bble TOPMOHDI, — 34 HMO/B/TT
(10-57 umons/mn), obuiero TectocTepoHa — 19,5 HMOIB/1
(8,4-28,7) — maHHBIX 3a Ha/IM4YMe TUIIOTOHAAM3MA (BO3MOXK-
HOTO IIPOSABJICHNA Ay TOUMMYHHOT'O OpXTa) He IOTyYeHO.
Tem He MeHee, ITO TaHHBIM JEHCUTOMETPUN, COXPAHANIOCH
cHmxeHne MIIKT: B nosgcHMYHOM OTHe/Ie IO3BOHOYHMU-
kxa Z-xpurepuii B L1 cocrasun -2,7 SD, B L1-1L4 - -2,0 SD,
B IIPOKCUMAJIBHOM OTHese bepeHHoit KocTu — -1,6 SD.

K coxaneHnio, aTa NCTOpNUA 3aKOHUVIACH TPATUIECKIL.
B nepuox nmaugemuy COVID-19 nanneHT 3a60oen KOpoHa-
BUPYCHOI MHPEKIMelT, OCTOKHUBIIENCA BYCTOPOHHEN
TTHEBMOHNEN, C TTOC/IeyIOMVM pa3BUTUEM IbIXaTeTbHOII
He[[OCTaTOYHOCTY, 6AKTEPUATBHOTO CEICHUCa M OCTPOIL

Puc. 2. [vnepnurmeHTauma KoxHbIX MOKPOBOB

[IOYEYHOI HEeJOCTATOYHOCTU. HecMOTps Ha CBOEBPEMEHHYIO
TOCNNTANN3ALNIO, VICIIO/Ib30BAHNE CAMBIX COBPEMEHHBIX
aHTI/I6aKTep]/[aIIbeIX " aHTUMMKOTUYECKUX IIPEIapaToB
U IIpOBeJieHNe HeOOXOAMMBIX PeaHMMALMIOHHBIX MEPOIIpH-
ATUI, B TOM YUC/Ie MICKYCCTBEHHOM BEHTUIALIMN TETKUX
1 TeMOJIMA/IN3a, CIIACTU €TI0 He y/JaNoCh.

06¢cyxpeHune

ATIC-1 - opdaHHOe HacmefcTBeHHOe 3aboseBa-
HIe, KpallHe peJKo BCTpeyaloljeecs B IpPaKTUKe
Bpaya-9HJIOKPMHOIOTA, MTOCKONIbKY MUK €ro MaHU-
decTanyy mpuxoguTca Ha Bodpact 10-12 et u e-
YeHJeM TaKJX ITallIeHTOB 3aHMMAIOTCS NeTCKIe 9H-
TOKPYHOJIOT .

OLeHNTb PacIpPOCTPAaHEHHOCTDb JAHHOTO CUH-
npoma B Poccuiickoit ®emepanum He mpefcTaBA-
€TCsI BO3MOXXHBIM B CBAI3M C OTCYTCTBUEM COOTBET-
CTBYIOIIETO Hal[MOHAIbHOTO peructpa. [Ipuanmas
BO BHIMAaHIe faHHbIe 0 YacToTe AIIC-1 B eBpomeii-
ckux cTpaHax (ot 1:80000 o 1:130000 HaceneHus),
B Poccuny Takux manyeHTOB JO/DKHO OBITH He Me-
Hee 1000, Torga kak Ha 2017 . E.M. OprnoBoii 651710
omucaHo Bcero 138 6onbHbIX [2, 3]. Bonee mosguux
3MNAEMUOIOTNYECKNX JAHHBIX B OT€4eCTBEHHON
AuTepaType HaM HANTU He yHanoch. TpynHOCTH
puarHoctuky u nedenns AIIC-1 o6ycnoBieHs! pas-
HOObOpasyeM KIMHNYECKUX NPOSBICHNIT, PpAHHUM
me610TOM 3a00/I€BAHNSL, ONPENENAOIINM TIKECTD
€ro TeYeHM I, ¥ I/IUTe/IbHBIM JTaTeHTHBIM IIePUOJIOM
IIOpa)keH! I OPTaHOB-MUIICHEN, YTO JeMOHCTPU-
pyeT IpeAcTaBlIeHHOe KIMHIYeCKoe HabmojeHue.
Y Hamrero nannenra saboneBaHue MaHndecTnposa-
710 Ha 1-M rojy >KM3HM C PasBUTUS ayTOMMMYHHOM
sHTepomaruy (ManbabcopOuMM) U XPOHUIECKOTO
KO>KHO-C/IM3UCTOTO KaHAMua03a. JIBa IpyTrux KOMIIO-
HeHTa Kiaccudeckoit Tpuansl — XHH u runonapa-
THUPEO3 — IPUCOETNHNUINCH TOXKE JOCTATOYHO PAaHO

®
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(o 4 net). Opnako guarHo3 AIIC-1 6611 3an0f03peH
TOJIBKO CIIYCTA 4 TOJja, a IIOATBEPIKIEH T€HeTNYECKI
nuuib B 11 ner.

XpoHUYECKMIT KaHAN03 KOXKU U CIU3UCTBIX —
«BU3UTHasA KapTouka» AIIC-1, oTnnyarmas ero
OT JPYTMX ayTOMMMYHHBIX IOMUIHLOKPUHHBIX
cuHApoMmoB (1, 3, 15]. VIMeHHO KaHAM/[03 BO MHOTOM
ompenensieT 0COOEHHOCTH KIMHNYECKOTO TeYeH s,
Ka3a10Ch Obl, XOPOIIO U3BECTHBIX YHJOKPUHHBIX
3aboneBaHnit. bomee Toro, XxpoHMYeCKMI KaHAM-
103 IIOJIOCTY PTa MOXKET MPUBECTU K aTPOPum Cu-
3JICTOJ ¢ 0Opa3oBaHMEM Y4aCTKOB JTEVKOIIAKMMA.
B aTOM citydae y malieHTOB BO3pacTaeT PUCK pas-
BUTWA KapIVMHOMBI IIOJIOCTY PTa, OTANYAIOIIECs
BBICOKOIT JIETaIbHOCTHIO [16]. C mossBIeHEM aKTUB-
HBIX aHTUMUKOTMYECKUX MIPenapaToB, TAaKUX KaK
(1yKOHA307 ¥ KETOKOHA30]I, BO3MOYXHOCTH JIeI€H IS
C/IM3UCTO-KOXXHOTO KaH[ U033 3HAUMTE/IbHO PACIIN-
punucb. OfjHaKO NpY MpeKpaleHUy Tepanuu Uin
CHIDKEHUMU 03bl MHQEKI[MsI 9aCTO PeUUfUBIPYET
[17]. Taxum o6pasoM, 6ONBIIMHCTBO NALVIEHTOB
¢ ATIC-1 HY>XJaI0TCS B HOXKM3HEHHOM ITIOCTOSIHHOM
npuemMe MPOTUBOTPUOKOBBIX IPEIapaToB.

Kak npasuno, XHH pasBuBaeTcs mosxke KaH-
OU03a M TUIoapaTtupeosa B Bospacrte 10-15 ner,
a nHorpa u nociue 20 ner. B mamem cnyvae XHH
mebI0TUpPOBaNa OYeHb PAHO U CTala BTOPBIM KOM-
TIOHEHTOM KJIaCCUMYeCKO! Tpuajbl KIMHUYIECKUX
nposiBeHuit saboneBanusa. Oco6eHHOCTBIO KIN-
Huyeckoro tedenns XHH y nanHoro nanmenra Opia
BbICOKast moTpebHOCTD B mpenaparax ['K (makcn-
Ma/bHO [103a JOoXOoAuaa 1o 60 MI ruipoKOpTU30HA
B CYTKM), IIPEeBBIIIAONIAS TAKOBYIO IIPU M30/IUPO-
BaHHON HAJIIOYEYHUKOBOI HeJOCTATOYHOCTH (60-
nesuu Anpucona). IIpyu 9ToM y mmarjueHTa BCeria oT-
MedYajach FUNEPIUTMEHTALN A PA3TNIHON CTEIIeHN
BBIPa>KEHHOCTM U AePULIUT MACCHI Tela U HUKOTAA
He perUCTPUPOBATINCD MIPU3HAKY MIePefO3UPOBKI
I'K (aTporenHsblit runepkoprunnusm). Haubomnee
BEPOSITHON MPUUNHON CYOKOMIIEHCAI[MY HAAIIO-
YeYHMKOBOI HEJOCTATOYHOCTU U YaCThIX 3MU30-
noB pekomnencanuyu XHH 6bina ayTonMMyHHas
9HTEPOMATHs, HabmoKaemMast y 25-30% manueHToB
¢ ATIC-1 1 HeraTMBHO BIMAIOIIAS HAa IPOLIeCC BCachl-
BaHMA IPEIapaTOB 3aMeCTUTEIbHOI TOPMOHAIbHOM
Tepanuy B TabmeTupoBanHol ¢popme. Kpome Toro,
caM MaIMeHT B TeYeHNe )XM3HY HeOTHOKPATHO JO-
IycKaj MPOIyCKY U JJa>ke BpeMeHHOe ITpeKpallleHne
npuema I'K.

IToBpimenne AJll KoppennpoBano TOMIbKO C BbI-
Pa>keHHOCTDBIO TUIIepKa/TblIMeMUN U He 3aBUCENI0
OT J,03BI TUAPOKOPpTU30HA. CIeyeT OTMETUTD, YTO
IIOJIHOE MCYEe3HOBEHIEe TUNePIUTMeHTalluy KOX-
HBIX TIOKPOBOB PErUCTPUPOBAIN TONBLKO B IEPUO,

HasHaYeHVA Tepaluy IPeHU30/I0HOM B To3e 90 MT
B TeueHMe Mecsna (B JOIOMTHEHME K TUPOKOPTU30-
HY) C LieIbI0 JIeYeH N A3BeHHOTOo Konuta. IIpy aTom
TaK>Ke He Hab/II01anoCch KaKNX-T1M00 KIMHUYIECKIX
IPOsIBJIEHNIT 9K30T€HHOTO TUIIEPKOPTULIM3MA, YTO
HOATBEPXKAAET BAMSIHIE CUHPOMA ManbabcopoIun
Ha 39QHEeKTUBHOCTD TepATIUN.

B oTnuume oT rupoKOpTU30HA, f03a PAYApPO-
KOPTM30HA KaK BTOPOr0 HEOOXOAMMOrO KOMIIOHEHTa
3aMeCcTUTeNbHO Tepanuy nepsuyHoit XHH 6pima
CyLIeCTBEHHO MEHbIIE CPEHEll TePaleBTUYECKOI.
[ToBbinIeHNe KO3BI GIYAPOKOPTH3OHA JITUTENbHOE
BpeMsI HEM3MEHHO IIPUBOJVIIO K CHIDKEHIIO YPOBHSI
KaJIpIys. B fanpHelIeM yamoch YBENNIUTD J03Y
npemapata o 0,1 Mr/cyT.

Tepanmnsa runonapatupeosa mpu AIIC-1 Taxxe
MMeeT CBOU OCOOEHHOCTHU B CBASY C TPYJHOCTAMU
B 1060pe O3Bl MpernapaToB ButaMuHa D u Kaib-
nus. Y Halllero ManyeHTa 3a JIUTeNbHbII Iepyof
HaO/TI0fleHNsT OTMeYaIach 3HAYUTE/IbHAsI Bapuaberb-
HOCTb J103. BepoATHee Bcero, sTo cBsA3aHO C BOJN-
HOOOpPa3HBIM TeueHMeM KaHAUA03a CIM3UCTHIX,
HPVUBOASIMM K OOJIbIIElT IV MEHbIIIEI BhIPaskeH-
HOCTM ManbabcopOuUyu 1, COOTBETCTBEHHO, 61010~
CTYIHOCTH IIPENapaToOB 3aMeCTUTEIbHON TePATINIL.
CoracHO TaHHBIM TMTEPATYPbl, HOLOOHAS TEHICH-
sl HepefjKO HAOMIOAeTCsl U Y APYTUX MAleHTOB
¢ ATIC-1 [3, 6]. Hamre 3HaKOMCTBO € ITal[IEHTOM Ha-
YaJI0Ch CO CTOMKOJ TUMITOKaAbLIMEMNUN C CYJOPOXK-
HBIM CHH/JIPOMOM, YTO HOTPe6OBAIO 3aMeHbI Of{HOII
aKTUBHOIT popMbI mpemnapara ButamuHa D (anbda-
KaJIbIIMIO/) Ha APYTYIO (Ka/JbLUTPHOI). ITO IO3BO-
U0 JOOUTHCSA HOPMANM3aLNK YPOBHS Kalblys
¥ 3HAYMTETBHO YIYUIINTb KadecTBO X13HM. OfHAKO
yepes HeCKOJIBKO JIeT Ha (hoHe IpueMa MpernapaTos
B [IPEXXHUX 403aX HAMETIIACh TEH/EHLVSI K TUIIEP-
KaJIbIIVIeMU Y, COTTPOBOX/aBIIAsCS IOBbINIeHNeM Al
U CHIDKEHMEM CKOPOCTI KITyOOIKOBOI GUIBTPALIUIL.
B mrore 503bl Ka/JIbIUTPIOIIA Y TIPETIAPATOB KATIbIIVS
OBbIIM CHUKEHBI IIPAKTIYECKY BTPOE.

B ¢Bs131 ¢ BBICOKOII BapuabeIbHOCTBIO YPOBHSI
KaJblus B KPOBY, BOSHUKHOBEHUEM NPOSIBIIEHNUIT
medpunura 'K, BOSMOXHBIM pasBUTHEM OCTPBIX
MHQPEKIVOHHBIX COCTOAHMII, BBI3BAHHBIX BO3Jel-
CTBUEM BUPYCHBIX AT€HTOB M/IN PACIPOCTPAHEHVIEM
rprbKoBOIT MHPEKI MY, OONTBHBIM C TAXKEIBIM Te-
yenuem AIIC-1 Heob6xomum 60/Iee 4aCThIi MOXKMI3-
HEHHBIII MOHUTOPUHT OCHOBHBIX KIMHUYIECKUX
U MabopaTOPHBIX [TOKa3aTesell, 4eM 3T0 TpebyeTcs
HaIVeHTaM IPY HAJIMYNI OfHOTO Ay TOMMMYHHOTO
3a607IeBaHM.

IToMrMO Tpex OCHOBHBIX KIACCUYECKNX HPO-
sasneruit AIIC-1, onucano 6onee 25 fpyrux KOM-
HOHEHTOB 3aboneBaHMss. K HEIHJOKPUHHBIM

KnuHnuyeckme HabnoaeHuns
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HOpa)keHMSIM CTIelyeT OTHECTH pPasBUTIE 04aTrOBOI
(pexxe TOTaNbHOIL) a/IONELIVIL, BCTpeYalowleiics y 25—
40% manueHTOB. BoinmafieH1e BOIOC B pAJie cIy4aeB
IPOTEKaeT BOMTHOOOPA3HO, C IEPUOJAMIL pacCIunpe-
HIS1 30HBI IOPAXKEHMS U CIIOHTAHHOTO BOCCTAHOB-
neHus. Anomnerus, 6e3yC/I0BHO, B [IePBYI0 O4epenb
npobnrema KocMeTndyeckas. HecMorpst Ha TO 4TO
OHa He focTaBysieT GU3NIECKUX CTPaJaHMITL, 3ada-
CTyI0 6eCIIOKONT Ial[MeHTa ropas3io Ooblle, 4eM
HEOOXOAMMOCTh MOCTOAHHON 3aMeCTUTENbHOI
Tepannu.

[TepBUYHBII TUIIOTHPEO3 ABJLAETCSA HE CAMBIM TSI-
>xenrbIM KomMmnoHeHToM ATIC-1, ogHako ero jmeyenne
TpebyeT IpOBefieHM s MOCTOSHHON MOXXU3HEHHO
3aMeCTUTEIbHOI TePaNy IEBOTUPOKCUHOM HATPUS
eXeJJTHeBHO I B OIIpefie/ieHHOe BpeM:. [Ipomyck mpu-
eMa HeoOpaTuMO PUBELET K JeKOMIIEHCALINY, YTO
He MOXeT He OTPasUThCs Ha CAMOYYBCTBUY U Pabo-
TOCIIOCOOHOCTH MMaLMEHTa.

[Tcuxonorndeckye mpo6aeMbl OKasbIBAIOT 60/b-
[I0€ BAMAHME Ha CTENeHb KOMIIEHCALMM TallieH-
ToB ¢ AIIC-1. CouyeTaHMe HECKONTbKUX XPOHUYe-
CKUX 9H/IOKPUHHBIX 3a00/I€eBaHMII TpeIonaraeT
He0OXOAMMOCTDb ImpyuemMa OOIbIUIOTO KOTMIECTBA
MperapaToB 3aMeCTUTENIbHOI Tepanny B KOHKPET-
HO€ BpeMs I B OIIPefie/IeHHOI IIOC/IefOBATe/IbHOCTI
(MMuTALMSI CYTOYHOTO PUTMA CEKpenuy, Heo6xo-
ZVIMOCTD BBIEPXKMBATh BPEMEHHOI IIPOMEXYTOK
MeXJy IpUeMOM Pa3INYHBIX IIperapaTos I T.II.)
[18]. MbI XOpOI1I0 3HaeM, YTO [jaXKe B3POCIIbIE IO
IajIeKo He BCerja CIeAYIoT IpaBUIaM IIpyeMa Mefiu-
KaMEHTOB, a peOeHKY 1 0COOEHHO IOIPOCTKY ellle
TPYZAHEee COOMI0AATh PeKOMEeHAA M, TeM 6ojiee YTO
GONBIIMHCTBO CBEPCTHUKOB 00XO/ITCsI BOOOIIIE 6e3
KaKUX-11bo nekapcTB. ITa mpobremMa KOCHYIACh
u Hamrero naimuenta. CoriacHO peKOMeHIaLsM,
He06XO[MMO NPUHUMATD JIeBOTUPOKCUH yTPOM
HaTOLJaK He MeHee 4eM 3a 30 MMHYT JJO 3aBTpaKa
U AIPYIUX MeAVKAaMEHTOB, T POKOPTU3OH B 3 IIpye-
Ma — YTPOM, JHEM 1 Be4epOM, IIperaparhl Kalablus —
He paHee yeM Yepe3 4 4yaca I0OC/Ie TeBOTUPOKCIUHA,
[IOCKO/IbKY Ka/IbIMil yMeHbIIaeT 6MIOZOCTYIITHOCTD
noc/iegHero. [ mrebHOe BpeMs Halll ITAIJMeHT pery-
JISIPHO HapylIas IpaByjIa 3aMeCTUTEe/IbHOI Tepannun,
3a0bIBa/I IPMHMMATD [IPENAPATHI THEM VU BEYEPOM,
YTO HPUBOJMIIO K YaCTBIM COCTOSIHUAM JeKOMIIeH-
canuu. [To Mepe B3pocIeHUs MPUIIIO OCO3HAHUE
HEOOXOAMMOCTHI COOTIONIEH S IIPaBIUII IIpYeMa I pe-
JKMMa SO3MPOBAHMS JIEKAPCTBEHHBIX CPELCTB, UTO
CII0COOCTBOBANIO MOBBIIIEHNIO TPUBEPKEHHOCTH
JIEYEHNIO U, KaK CIeACTBME, YAYULIEHNIO KIMHIYe-
CKIUX U MeTabOMMIECKUX TOKa3aTeelt.

BoisiBIeHHOEe y Halllero malyeHTa CHIDKEHUe
MIIKT He crmenyeT pacleHMBAaTb KaK MCTMHHBIN

octeonopos. [IpaBunibHee TOBOPUTDH O HEJOCTVKE-
HUU aJieKBATHBIX [I0Ka3aTesel KOCTHOM IIJIOTHOCTYU
B CBA3M C CYILIECTBYIOUIUM C JIeTCTBA I'MIIONapaTh-
peosoM u cuHApOoMOM Manbabcopbuuu. Ha done
crabunusanyu cocrosausa JKKT, agekBaTHbIX 103
Ka/lblusl M BuTaMuHa D u TeHAeHUUN K Habopy
Beca oTMeuYeHa IonoxxurtenbHast qunammka MITKT.
B T0 ke BpeM#, NpMHMMasA BO BHUMaHIe aTOreHe-
tuveckme ocobeHHoctn AIIC-1 (ayToMMMYyHHBIN
TUIIOIIAPATIIPEO3), IPY BBIOOPE aHTUPE30POTUBHOI
Tepamnuy BO3MOXXHO JMICIIO/Ib30BaHINeE IIpernapaTos
IapaTUpPeOVTHOTO TOPMOHa (TepunapaTiu,).

HecMmoTps Ha Hanmyme TAXKENIOrO XPOHMYECKO-
ro 3aboseBaHMs, MalMeHT OKOHYNUI YHUBEPCUTET,
Halesn paboTy B KpymHoit kommanun. Kosneru ero
yBa)kanu 1 BO BceM nopaep>kxupanu. CTas B3poc-
TBIM, OH IIPM3HAaBaJl, 4YTO paHee HelOCTaTOYHO OT-
BETCTBEHHO VI BHIMAaTETbHO OTHOCUJICA K CBOEMY
3a60JIeBaHMIO U PETYIAPHOMY IpMeMY JIeKapCTBeH-
HBIX IpemnapaToB. C BO3pacTOM IPUBEPKEHHOCTD
NIeYEHMIO CYI[eCTBEHHO yBeINYNIACD.

[TpomomxuTenbHOCTD X13HY ManueHTos ¢ AIIC-1
3HAYMMO MeHbllle, 4eM B rnonynsauun. [Ipmanaamn
paHHel CMePTHOCTI HepPeIKO CTAHOBATCSA JeKOM-
MIeHCALVs OJJHOTO VIV HeCKO/IbKMX KOMIOHEHTOB
CUHJPOMa, IIpUCOe/iHeHNe MH(PEKIMOHHBIX OC-
JIO>KHEHMUII, I0YedHa s HeloCTaTOYHOCTD [3]. JTro6oit
MHQEKIMOHHBII MPOIecC MPeACcTaBIsAeT HONbIIYI0
OIIACHOCTD [I/Is1 ZAHHOI KaTeropuy 6OIbHBIX, YTO
elle pa3 gokasana nangemus COVID-19.

P. Bastard u coasT. omicanu 22 cirydas COVID-19
y nanuentos ¢ AIIC-1, cpenu KoTopbix 11 60IbHBIX
n3 Poccum. ABTOpBI [ie1aloT BBIBOJI, 9YTO Y HaHHBIX
MAIVIEHTOB KpajiHe BBICOK PMCK KPUTUIECKOTO Te-
yeH1sA COVID-nnHeBMOHNUY 13-3a MMEIOMINXCA Y HUX
HeMTpalIN3yoINX ayTOAHTUTEN K UHTeppepoHy
I Tuma [19].

3aknuyeHue

IlpuBeneHHbIN KIMHUYECKNIT CIy4dail J€MOHCTPU-
pPyeT OCOOEHHOCTM TeYeHVsA XOPOIIO U3BECTHBIX
SH[JOKPMHHBIX J HESHJOKPMHHBIX 3abo/eBaHUIl
IIpY UX COYETAaHMM B PaMKaX OJHOTO TeHeTudye-
CKOTO CHHJIpOMa, CIOKHOCTU Iojbopa 3aMecTu-
TEJIbHOV TePaNy U JOCTVYKEHNA aJIeKBATHOV KOM-
neHcayuu. CoyeTaHle HECKONbKMX XPOHMYECKMUX
3abomeBaHMI U OOJIBIIOE KOMNIECTBO MIPEIapaToB
3aMECTUTENIbHOM Tepaluy JAUKTYIOT HeoOXOmu-
MOCTb MHIVBUYaTbHOTO TEPANIEBTUYECKOTO IIOJ-
X0Jla C y4eTOM HU3KOJ MPUBEPKEHHOCTY JIEYEHUTO
MaHHOI KaTeropuu namueHtos. Heob6xogumo o6y-
YeHle MalMeHTOB U Y/IEHOB CEMbM, IpUBIE€YEHIE
K JIEYEHUIO TICUXOJIOrOB, IICUXOTEPaNeBTOB U II0-
JKMBHEHHOE TIOCTOAHHOE HabmofeHne. ©

®

Masnosa M., lonoyHura O.0., MopeyHoasa T.b., Jluxodel H.B., KanawHukosa M.Q., ®apmaros A.l, Xasanusa T/, ®adees B.B. OCOBEHHOCTH KNMHUYECKOTO TeUeHs

N CrpaHnya 7 u3 9
1 nopbopa 3aMecTUTeNbHON Tepanun y NauyeHTa C ay ToMMMYHHbBIM NOAUMIAHAYIAPHBIM CUHAPOMOM 1-r0 Tvina: KNMHUYeCKoe HabnioaeHvie P



w

®

JononHutenbHas nHpopmayuma

Cornacue naymneHTa

B 2020 r. nauveHT f06pOBONIbHO NOANMCaN NHGOPMUPOBAHHOE Cornacue Ha
ny6nnKaLmio NnepcoHanbHoM MeANLIMHCKON HGOpMaLmM B 0be3nnyeHHoN

dopme.

KoHdpnukT nirepecos

ABTOpbI 3aABNAIOT 06 OTCYTCTBUN KOH(NNKTa UHTEPECOB, CBA3AHHbIX C My-
6nMKaLmein HaCTOALWEN CTaTbu.

QIIIHBHCIIIPOBBHIIIE

PaboTa nposefeHa 6e3 npuveneyeHnA 4ONOIHUTENIbHOTO (I)VIHaHCVIpOBaHl/IFI

CO CTOPOHDbI TPETbUX NNL,.
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Special aspects of the clinical course and replacement
therapy peculiarities in a patient with autoimmune
polyglandular syndrome type 1: a clinical case
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Autoimmune polyglandular syndrome type 1 (APS-1)
is an extremely rare monogenic autosomal recessive
disease characterized by development of multiple
organ failure with predominant endocrine glands
involvement. The challenges of patient manage-
ment are related to low adherence to the lifelong
multicomponent therapy, high risk of complications,
including pneumonia, adrenal insufficiency decom-
pensation, necrotic colitis and other acute infectious
and inflammatory diseases. Due to the rarity of this
disorder, clinicians lack sufficient experience with
management of such patients, which could lead to
delayed medical care and patient death.

Patient A., 28 years old, was followed up for 10
years in the Endocrinology clinic with the diagnosis
of “Autoimmune polyglandular syndrome type 1.
Mucocutaneous candidiasis. Primary hypopara-
thyroidism. Primary chronic adrenal insufficiency.
Primary hypothyroidism. Chronic gastroduodenitis.
Chronic colitis. Autoimmune alopecia.” The onset of
the disease with chronic mucocutaneous candidia-
sis at the age below 1 year had defined the severe
course of the disease, including a wide range of con-
sequently occurring autoimmune diseases associated
with recurrent episodes of decompensation of hypo-
parathyroidism and adrenal insufficiency, as well as
the development of acute necrotic colitis at the age
of 26. As an adult, the patient admitted that he had
previously been insufficiently responsible and atten-
tive to his disease and regular medication intake, with
resulting episodes of adrenal insufficiency decom-
pensation and occurrence of the symptoms related
to serum calcium fluctuations. Due to abnormalities
of cellular and humoral immunity, APS-1 patients
are at an extremely high risk for a critical course of
COVID-associated pneumonia. In 2020, the patient
contracted the coronavirus infection complicated by
bilateral pneumonia, followed by respiratory failure,

bacterial sepsis and acute renal failure. Despite the
timely hospitalization, administration of the state-
of-the-art antibacterials and antifungals and all the
necessary resuscitation measures, it was not possible
to save his life.

This clinical observation demonstrates the difficulties
of therapeutic management of APS-1 patients with
an early disease manifestation, who, due to severe
genetically determined impaired immunity, are at
high risk of death from an intercurrent infection. The
combination of several chronic comorbidities and the
need to take a large number of replacement treat-
ments require an individual therapeutic approach,
as well as psychological and social adaptation of the
patients, starting from their childhood and through-
out the whole life, taking into account the frequent
psychological problems could lead to low treatment
adherence. The timely diagnostics of the disease,
understanding of pathophysiology and specifics
of its course could contribute to increased quality-
adjusted life years of APS-1 patients.

Key words: autoimmune polyglandular syndrome
type 1, AIRE, autoimmune regulator gene, prima-
ry adrenal insufficiency, clinical case, adherence to
treatment

For citation: Paviova MG, Golounina OO,
Morgunova TB, Likhodey NV, Kalashnikova MF,
Farmanov AG, Khazaliya TD, Fadeev VV. Special
aspects of the clinical course and replacement
therapy peculiarities in a patient with autoimmune
polyglandular syndrome type 1: a clinical case. Almanac
of Clinical Medicine. 2024;52(6). doi: 10.18786/2072-
0505-2024-52-030

Received 28 February 2024; revised 20 September
2024; accepted 7 Novemder 2024; published online
18 November 2024

Maria G. Pavlova - MD, PhD, Associate Professor,
Chair of Endocrinology No. 1, N.V. Sklifosovsky
Institute of Clinical Medicine’;

ORCID: https://orcid.org/0000-0001-6073-328X

>4 Ul. Pogodinskaya 1-1, Moscow, 19992, Russian
Federation. E-mail: pavlova_m_g@staff.sechenov.ru

Olga O. Golounina - Clinical Resident?
ORCID: https://orcid.org/0000-0003-2320-1051.
E-mail: olga.golounina@mail.ru

Tatyana B. Morgunova - MD, PhD, Associate
Professor, Chair of Endocrinology No. 1,

N.V. Sklifosovsky Institute of Clinical Medicine';
ORCID: https://orcid.org/0000-0003-1500-1586.
E-mail: tanmorgun@mail.ru

Natalya V. Likhodey - MD, Endocrinologist,
Endocrinology Therapeutic Department No. 2,
University Clinical Hospital No. 2';

ORCID: https://orcid.org/0000-0002-4680-0746.
E-mail: nettle_l@yahoo.com

Marina F. Kalashnikova - MD, PhD, Professor,
Chair of Endocrinology No. 1, N.V. Sklifosovsky
Institute of Clinical Medicine’;

ORCID: https://orcid.org/0000-0002-1282-2576.
E-mail: marina_kalash@mail.ru

Aleksandr G. Farmanov - MD, Endocrinologist,
Postgraduate Student, Chair of Endocrinology No. 1,
N.V. Sklifosovsky Institute of Clinical Medicine’;
ORCID: https://orcid.org/0000-0002-5700-7663.
E-mail: farmanovendo@mail.ru

Tamriko D. Khazaliya - MD, Endocrinologist®.
E-mail: tamrikokhaz@yandex.ru

Valentin V. Fadeev - MD, PhD, Professor,

Corr. Member of Russ. Acad. Sci., Head of the Chair
of Endocrinology No. 1, N.V. Sklifosovsky Institute
of Clinical Medicine'; ORCID: http://orcid.org/0000-
0002-3026-6315. E-mail: walfad@mail.ru

Patient' agreement

In 2020, the patient voluntarily signed his informed consent for the publication of his anonymized personal medical

information.

Conflict of interests

The authors declare that there is no conflict of interests regarding the publication of this article.

Authors' contribution

M.G. Pavlova, the paper concept and design, text writing; O.0. Golounina, clinical data collection and management, text
writing; T.B. Morgunova, data collection and analysis; N.V. Likhodey, data collection and analysis; M.F. Kalashnikova, text
writing and editing of the manuscript; A.G. Farmanoy, clinical data management; T.D. Khazaliya, data collection and analysis;
V.V. Fadeey, text editing, approval of the final version of the manuscript. All the authors have read and approved the final
version of the manuscript before submission, agreed to be accountable for all aspects of the work in ensuring that questions
related to the accuracy or integrity of any part of the work are appropriately investigated and resolved.

'I.M. Sechenov First Moscow State Medical
University; ul. Trubetskaya 8/2, Moscow, 119991,
Russian Federation

2National Medical Research Center for
Endocrinology; ul. Dmitriya Ulyanova 11, Moscow,
117292, Russian Federation

3City polyclinic No. 134; Novoyasenevsky pr-t 24-2,
Moscow, 117574, Russian Federation

90f9





