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AyTOMMMYHHbBIV MOAUNAHAYNAPHbIN CUHAPOM 1-ro
Tuna (AMNC-1) - KpaliHe pefKkoe MOHOreHHOE ayTo-
COMHO-peLeccBHOe 3a60JIeBaHE, XapaKTepusyo-
Lieeca pa3BUTMEM NOANOPraHHOM HeOCTaTOYHOCTH
C NPenMyLLeCTBEHHbBIM MOPaKeHeM SHAOKPUHHbIX
xenes. CIOXHOCTY BeAeHMA NauneHToB 0bycsioB-
JIeHbl HU3KOW MPUBEPKEHHOCTbIO K MOXKM3HEHHOM
MHOFOKOMMOHEHTHOW Tepanuu, BbICOKUM PUCKOM
Pa3BUTMA OCNOXKHEHNI, BKTIOYAA NMHEBMOHNIO, Ae-
KOMMEeHCaLMI0 HaAMOYEYHNKOBOWN HEAOCTAaTOYHOCTH,
HEKPOTUYECKMI KONUT U ApYyrine ocTpble MHeKU-
OHHO-BOCMaNuTesNbHble 3aboneBaHus. Bcnepcreme
pPeAKOCTM faHHOW NaToNOrMN y Bpayel oTCyTCTBYET
[OCTaTOYHbIV OMbIT PaboTbl C TAKAMY MaLMEHTaMK,
YTO MOXKET NPUBOANTL K HECBOEBPEMEHHOMY OKa-
3aHM1I0 MEAULIMHCKON MOMOLLM U CMePTH OOJbHBbIX.

MauneHTA. 28 net B TeueHue 10 neT Habnoganca
B K/IMHUKE SHAOKPMHONOrnn ¢ anarHosom: «AlNC-1.
Cnv3ncTo-KoXKHbIN KaHAMA03. [lepBUYHbIN rmnona-
paTupeos. [NepBrMYHaA XpOHMYECKaA HaANMOYEeYHM-
KOBasA HeAOCTAaTOYHOCTb. [1epPBMYHbBIN FTMMOTMPEOS.
AyTOMMMYHHasA SHTeponaTua. XpOHUYECKINIA racTpo-
LyOAeHUT. XpoHnyeckuii Konut. Anoneuus». et
ATC-1 ¢ XpPOHNYECKOro KaHAMA03a KOXKN 1 CIIN3NCTbIX
B BO3pacTe Ao 1 rofa onpepenvn Taxenoe TeyeHne
60ne3HY, BK/OYasA WMPOKUIA CNEKTP NociefoBa-
TeJIbHO BO3HMKLUMNX ayTOUMMYHHbIX 3a60neBaHui,
COMPOBOXAABLUMNXCA HEOAHOKPATHLIMI Neprogammn
[EeKOMMEHCaLMN rnonapaTnpeosa 1 HagnoYeYHNKo-
BOV HeJOCTAaTOYHOCTN, a TakXKe pa3BuTem B 26 net
OCTPOro HeKpoTuyeckoro Konmta. CraB B3pocC/bim,
naumeHT Npr3HaBaJsl, YTo paHee HeJOCTaTOYHO OT-
BETCTBEHHO V1 BHUMATENbHO OTHOCW/ICA K CBOEMY 3a-
6051eBaHWIO 11 PErynsapHOMY Npremy JIeKapCTBEHHbIX
npenapaTos, B CBA3U C YeM Y HEro nepuogmyeckn
pa3BrBanacb feKomneHcauma HaanoYeyYHNKOBOW
HEeAOoCTaTOYHOCTU 1 HAbMAANNCH CUMMNTOMbI, CBA-
3aHHble ¢ KoslebaHnem YPOBHA KanbLuA B KPOBMU.
M3-3a HapyLweHNn KNeTOYHOro 1 rymopanbHOro
nMmMyHuUTeTa 6onbHble AlMC-1 HaxogATcA B rpynne
KpaiHe BbICOKOro prcKka KpUTMYECKOro TeYeHuna
COVID-nHeBmoHuW. B 2020 r. nauyueHT 3a6onen Ko-
POHaBUPYCHOM NHGEKLINEN, OCNIOXKHMBLLECA ABYCTO-
POHHEN NMHEBMOHUEN, C NOCNeAyoLWNM pa3ButTnem
[blXaTesIbHON HeJOCTaTOYHOCTU, GaKTepranbHOro

cencmca 1 oCTPON MOYEYHON HEeAOCTAaTOYHOCTH.
HecmoTpa Ha cBoeBpeMeHHY0 rocnutannsauuio,
1CMOoJIb30BaHNE CaMblX COBPEMEHHbIX aHTbaKTe-
pUanbHbIX U aHTUMUKOTUYECKIX MPenapaTos 1 Npo-
BeJleHVe HeobXOAVMbIX PeaHVMALIMOHHbIX Meponpu-
ATWUIA, CNACcTUN ero He yAanoch.

[laHHOe KNMHUYecKoe HabnoaeHVe AeMOHCTPYPYET
CIOKHOCTW TepaneBTUYeCKOro BeAeHNA NaLMeHToB
¢ AMC-1 ¢ paHHVM febioTom 3aboneBaHws, KoTopble
BC/IEACTBME TAXKENIOro reHeTUYeCKr 06yCNoBIEHHO-
ro HapyLeHHOro MMMyHUTETa OTHOCATCA K rpynne
BbICOKOrO puCKa NneTasbHOro ncxofa npu npuco-
eAVIHEHUV NHTEPKYPPeHTHON nHdekuun. CoueTaHre
HECKOJbKMX XPOHNYeCKIX 3aboneBaHuin n Heobxoam-
MOCTb Nprema 60JbLIOro KoNYecTBa NpenapaTos
3aMecTUTeNIbHON Tepanumn ANKTYIOT HEOOXOANMOCTb
MHOMBUAYaNIbHOrO TepaneBTMYECKOro Noaxoaa,
a TakKe MpoBefeHNA NCUXONOrMYeCKOoN 1 coLmaib-
HOW afanTaLuy HaunHas C JeTCKOro Bo3pacTa 1 B Te-
YeHuie BCel XM3HM C yYeTOM YacTO BO3HMKaIOLWMX
MCUXONOTrMYECKKX NPO6EM, ONpeaensaioLnX HU3-
KYI0 MPUBEPXXEHHOCTb JIEYEHNIO JaHHOWN KaTeropumn
nauyuneHToB. CBOeBpeMeHHas JMarHocTrKa 3abone-
BaHWA, MOHMMaHNe NaToreHeTUYeCKrX NpoLLeccos
1 0cObeHHOCTEl ero TeYeHna MOryT CocobCTBOBaTb
YBEJIMYEHMIO MPOAOIIKUTENIbHOCTN KaYeCTBEHHOW
>KM3HW naumeHToB ¢ AMNC-1.

KnioueBble c/ioBa: ayTOUMMYHHbI MONUTIAHAY-
JIAPHbIA CUHAPOM, FeH ayTOVMMYHHOFO PerynaTopa,
AIRE, nepBuYHan XpoHnYecKasa HaanoYyeyHnKoBas
HeAO0CTaTOYHOCTb, KIUHUYECKUIA CllyYalt, npruBep-
YKEHHOCTb JIeYeHUNIo

Ana untuposaHua: lasnosa MI, fonoynnHa OO,
MopryHosa Tb, Jluxogei HB, KanawHukosa MO,
QapmaHoB ATl, Xazanus TL, ®agees BB. OcobeHHoOCTH
K/IMHWUYECKOrO TEYEHNA 1 NMOAOOPa 3aMeCTUTENIbHOM
TepanuM y NalMeHTa C ayTOVMMYHHBIM NONUIIaHAYNAP-
HbIM CUHIAPOMOM 1-T0 TUMa: KNMHKUYECKOe HabmntofeHNe.
AnbMaHax KNMMHUYeCKon MeguumHbl. 2024;52(6):342-350.
doi: 10.18786/2072-0505-2024-52-030.
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YTOMMMYHHBI TOAUTAAHAYAAPHBIN

cungpom 1-ro tTumna (AIIC-1) orHOCUTCSA

K KpaiiHe pegkuM (opdaHHbBIM) 3ab60eBa-

HIAM C ayTOCOMHO-PeLleCCHBHBIM TUIIOM
HacnmegoBaHyA. B 1997 . GMHCKMMM YYEHBIMU OBIT
OTKPBIT U ONMCAH I'eH ayTOMMMYHHOTO PerynsaTopa
AIRE (anr1. Autolmmune REgulator), kogupyromuii
CUHTe3 6e/TKa, PeryINpyIoliero TPAaHCKPUIIIIUIO U OT-
BeYaolero 3a GopMUpOBaHUEe UMMYHOIOIMYECKO
TonepanTHOCTH [1].

Pacpocrpanennoctsb AIIC-1 focToBepHO He ycTa-
HOBJIEHA. Bo MHOTUX cTpaHaX MMpa BCTPEYAIOTCA
JIMIIDb eVHNYIHbIE CTydan 3aboneBanms. [To JaHHBIM
JIUTEPATYPHI, K HACTOALIEMY BPEMEHI B MIPe I3BeCT-
HO mpuMepHO 0 400 crygaeB AIIC-1, a HaubombuIas
3a00/1eBaeMOCTb 3aperucTpupoBaHa Cpefyl UpaH-
ckux eBpees — 1:9000, sxuteneit Capguuun — 1:14000
u Ouanaagun — 1:25000 HacenmeHMs, YTO CBA3BIBAIOT
€ 060CO0/IEHHOCTDIO IIPOXXVBAHM JAHHBIX HAPOJIOB
Ha OIIpeJIe/IEHHO TEPPUTOPUI.

B Poccun B 2017 r. E.M. OproBoii 6pi1a onuca-
Ha caMast 6osbIas B Mupe koropra 6ompabix AIIC-1
[2, 3]. OgHako aTo Beero 138 maieHToB U3 125 cemerr.
[Mogasinsmolee OOMBIUINHCTBO KINHUIUCTOB, B TOM
YIC/le SHAOKPUHOIOTOB, HUKOT/]a He CTaTKMBA/IOCh
C JAHHOJ MaTonorMeil. VIMEHHO I03TOMY ONMCcaHue
Ka>KJIOTO KJIMHMYECKOTO CIy4as IpeJiCTaBIAeT, C Ha-
IIelt TOUKM 3peHM s, 6e3yCTTIOBHBII MHTEpeC.

I'en AIRE pacmono>keH Ha KOPOTKOM Iijede 21-11
XpOMOCOMBI (21p22.3) 1 KOEMPYET CUHTE3 YHUKATIb-
HOTo OefiKa — peryisropa TpaHckpunnuu [2]. 3to
PerynATOpHbI GaKTOp, YCUIMBAIOLUIL SKCIIPECCUI0
Pa3NIMYHBIX TKaHeCHennPNIeCKUX aHTUTCHOB, OCHOB-
Has po/ib KOTOPOTO 3aK/I0YaeTCA B HETATUBHO CeeK-
v T-muMdonnTos u GopMUPOBAHNY LIEHTPATIBHOI
MMMYHO/IOTMYECKOI TOJIEPAHTHOCTY B MEIYII/IIPHBIX
KJIeTKax TuMyca [4, 5]. Ha cerogHsIHMII IeHb ONMICaHO
6ornee 100 MyTaImii B pa3IM4YHbIX yyacTKax reHa AIRE
[1], 13 KOTOPBIX B MMpe Hanboee pacIpoOCTPaHEHDI
R257X (82%), p.A58V n 109dell3 [2, 3, 6, 7]. ITo naH-
HpiM E.M. OpnoBoit, B poccuiickoit nonynAanumu B 76%
cnydaeB BCTpevaercs MyTtaryst R257X [3].

Iist ATIC-1 xapakTepHa 6071bInas BaprabenbHOCTb
TedeHNs 3a60/IeBaHNA, BK/TI0Yas BO3pacT MaHudecTa-
LMY, CKOPOCTh IIPOTPECCUPOBaHNA, a TAKXKe YUCIIO
COCTaBANIMX KOMIOHEHTOB, IPEACTaBIAIOMINX CO-
60it Hapy1IeHe PYHKIVOHNPOBAHNUS S9HAOKPUHHBIX
U HeSH/JOKPVMHHBIX OPTaHOB.

He6roT 3abomeBanms HarboIee YaCTO MIPOVCXOSUT
B JIETCKOM BO3pacTe U MPOABIAETCA KIACCUIECKON

KJAMHUYECKON TpMUaJoil, BKIKYaIOLlell XpOHuYe-
CKUI KaHAMNAO03 KOXU M CIM3NUCTBIX, II€PBUYHBIN
TUIIONAPATUPEO3 U MEPBUYHYI0 XPOHMYECKYIO Ha/Jl-
[OYeYHNKOBYI0 HegocrarouHocTs (XHH) [8]. Y 607b-
IIHCTBA MAIMEHTOB TAK)Xe MOT'YT IPUCYTCTBOBATh
ayTOMMMYHHbIE TIOpakeH!s IPYTUX OPraHOB U CHU-
cTeM: runoroHagusm (60-70% ciaydaeB cpemy >KeH-
muH 1 10-60% — cpeny My>XUMH), ayTOUMMYHHBbII
tupeouput (10-15%), caxapHblit guaber 1-ro Tuma
(5-18%), amomenus (25-40%), runonnasus 3yOHOI!
amanu (25-75%), sutunuro (15-30%), mampabcopbius
(25-30%) u mp. [2, 3, 6, 9-11].

OcHoBaHMeM [i/151 yCTAHOBJIEHN MarHO3a CUMTa-
eTCs coueTaHNMe KaK MITHIUMYM JIBYX U3 TPeX OCHOB-
HBIX NPUSHAKOB KIaCCHYECKOI TPUaZbl TMOO OfUH
IIpM3HAK [IpU HaIu4uy 3a00/IeBaHNA Y POACTBEH-
HUKOB IepBoit nuuuu (3, 12]. HopBexckue uccie-
JOBaTeNN IOKa3ajy, YTO TONbKO y 40% manueHToB
NIPUCYTCTBYIOT BCE TP OCHOBHBIX KOMIIOHEHTA
ATIC-1. B psifie cydaeB B feTcTBe MaHU(peCTUPYET
OJJMH BTOPOCTEIEHHbII KOMIIOHEHT, a IepPBOe I/IaB-
HOe IpOsABJIeHNE — [I03)Ke, BO B3POC/IOM BO3pacTe
[9]. ITo panubiM E.M. OpnoBoii, Ha MOMEHT ycTa-
HOBJIEHMsI fMarHo3a y 29% IaleHTOB GBII0 TOTBKO
OJJHO M3 TPEeX OCHOBHBIX K/IMHMYECKUX IIPOSABIEHMIL.
Tonbko B 37% cny4daes 3aboneBaHne MaHUpeCTUPO-
BaJIO SH/IOKPMHHBIM HapyILIeHNEM, B TO BpeM:d KaK
y 63% Ial}eHTOB MepBBIM CUMIITOMOM OBIZIO HE3H-
IOKpUHHOe 3a00/IeBaHIe — XPOHMYECKIIT KAaHAU/[03
KOXM 1 CU3UCTBIX (50%), cMHApOM Mambabcopoumm,
ayTOMMMYHHBIII TeNIaTUT, alONeL M, BUTUIIUTO U Jp.
[3, 13]. Takoe pa3HooOpa3ue BapUaHTOB KIMHMYE-
CKOTO Te4eHMs:A 3aTpyfHsAeT AuarHocTuky AIIC-1.
Kak npasuno, y manuenta ¢ AIIC-1 B cpefHeM pas-
BUBAeTCsA 4-5 NPOABNEHNI CUHAPOMA, HO MOXET
6b6ITh OT 1 Mo 20 KOMIIOHEHTOB. B 11es10M 601bHbBIE
ATIC-1 mopBeps>KeHbl MOBBIIEHHOMY PUCKY CMep-
T U3-3a HAJJIOYEYHNKOBOI HEJOCTATOYHOCTH
U TUIIOKA/TbIMeMIYEeCKOTO KpM3a, a TaAKXKe COCTO-
STHUIT, BBI3BAHHBIX a0epPaHTHBIMY Ay TOUMMYHHBI-
MI peaKIMAMU, OCOOEHHO relaTuToOM, HeppUTOM
U THEBMOHUTOM.

IIpencraBisaeM omyucaHye KIMHNYIECKOTO CTydast
nanuenta c AIIC-1, koTophlit Ha mpoTskeHun 10 et
HabOM0macsa B HecKONbKNX KanHukax ®TAOY BO
[TepBblit MOCKOBCKIIT TOCYZapCTBEHHBII YHUBEP-
curer umenn VI.M. Ceuenoa Munsgpasa Poccun
(CedeHOBCKMIT YHUBEPCUTET), B TOM YNCJIe B KJIU-
HMKE 3HIOKPMHONOTUM M KIMHUKE IPOIeNeBTUKI
BHYTpeHHMX 60nesHeit'.

"KnuHuyeckas cuTyauma ¢ pasBuTMEM HEKPOTMYECKoro Konmta B 2019 r. y JaHHOrO NaLmeHTa onncaHa paHee B ny6nukauum E.A. Tpyw v coasr. [14],
O[JHAKO Mbl COUNIN HEOOXOAUMbIM BHOBb BEPHYTbCA K 60nee Nogpo6HOMY NpefcTaBNeHNI0 JaHHOTO HABIOAEHNSA, aKLEHTUPYS BHAMAHVE Ha SHOOKPU-
HOMOrMYecKrx acnekTax BeAeHna naumeHTos ¢ AMNC-1 1 KNMHNYECKMX NCXOfaX B Cllyyae TAXKENOro TeueHns 3aboneBaHmA.

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
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IManment A. ¢ guarnosom AIIC-1, ycTaHOBIEHHBIM
B BO3pacTe 3 JIeT, 0 18 y1eT HaXoAuICs Hof, HabmoneHeM
JIeTCKOTO SH/IOKPUHOJIOTA B 9H/JOKPMHOJIOTTYECKOM OT/ierIe-
Hun Poccnitckoit reTckoit kmmumeckon 6ompanibl (PIKB),
I0CIIe JOCTVKEHU I COBEPIICHHOIE TN U 10 28 JIeT — B KJIN-
HIKe HJOKpUHONOrny Ce4eHOBCKOTO YHUBEPCUTETA.

CeMeitHBIT aHAMHE3 110 9HJOKPUHHBIM 3a60/1eBaHu-
sIM He oTsATOoIeH. Popuics ot 3-it 6epeMeHHOCTY, POJbI
1-e (mepBble 2 6epeMEHHOCT 3aKOHYM/TUCH BHIKM/IbILIAMU
Ha cpoke 15 u 18 Hefjenb).

ITpo6eMbl €O 3J0pOBbEM PORMUTENN CTAINM OTMEYaTh
IpaKTUIeCKH CPasy IMOCIIe POXKAEeHNs — pe6eHOK IIOXO Ha-
6uparn Bec. B 3 Mecs1a 6bl1a ;UarHOCTMPOBaHA JUCTPOPU
2-J1 CTETIEHM, U B JJa/IbHENLIIEM Ha IIPOTS>KEHUM BCeil )KU3HU
y MalyeHTa COXpaHsAICA feUINUT MacChl Tela.

Ha 1-M ropy >xusHu 6ecriokonnu 60y B XXUBOTE 1 He-
YCTOIYMBBIN CTYI (4epefoBaHIe 3aII0pOB U Auapen). Janee
MPUCOEAVHNIICA KAaHAUIO03 POTOBOI IIOJIOCTH, 3ae/bl B YI-
Jlax pra, u3MeHeHMA (YTOJIIeHNe, a IOTOM IIOTHOE JCYes-
HOBEHJ€) HOITeBBIX IIacTH. Ha 2-3-M ropy nosiBunach
IUTMEeHTAlMs KOXKI [aJIblieB Ha PyKaxX U HOrax, obmacTu
reduTanuit. [IporpeccupoBany M3MeHeHMs CO CTOPOHBI
xxenypouHo-kuuredHoro Tpakta (OKKT). B 3 ropa BiiepBbie
PasBUINCH TOHMYECKIE CYAOPOrH («pyKa aKyIepar).

ITpu o6cnenoanuu B PIKB ycraBieH amarHos:
«Cnu3nucTo-KOXHBIN KaHAnA03. [lepBudHbIl TuIonapa-
THpeo3. XpOHNMYECKNIT TaCTPORYOAeHUT. XpOHNIECKNIT pac-
NIpOCTpaHeHHbIN KonmuT». HasHaueHbl mpenapaTsl KaabLys
n MarHus, gurngporaxucrepon (AT-10), mpoTuBorpn6xo-
BbIe CpeficTBa (KeTOKOHA307I).

HecmoTps Ha TPOBOAMMYIO T€PAINIO, COCTOSHME ITPO-
norkano yxyamarbes. K 4 rogam nosBuiach NOoCTOSHHASA
TOIIHOTA, Pa3BIUJICA JTAPMHTOCIA3M C IIOTepell CO3HAHNS,
OTMeYasioch BbIIIajIeHe peCHII] U BOTIOC Ha rojioBe (THes-
Has anmornenyus). Yepes HECKOIBKO JIeT a/IoNen s CTajia To-
TaJIbHOM.

B 5 ner puarnocruposana nepsudnasg XHH. Hasnayena
Teparus IPeHU30/I0HOM, (Y POKOPTU30HOM. B nanbHert-
IIeM IIpefjHU30/I0H 3aMeHeH Ha I'MJPOKOPTU3O0H (IIpemapar
Kopred, [Tonbdapma, ITonbira) B 9KBUBATEHTHOI 103e.
B cBsA3M ¢ mporpeccupoBaHreM KaHAW/[03a KeTOKOHA30I
3aMeHeH Ha ¢ykoHa3on. Ha atom ¢oHe cocroanme cra-
6UMM3MPOBATIOCD.

C 6 et - pa3BuUTHe IITO3a BEPXHNUX BeK, He CBA3AHHO-
TO C MUACTeHNell, CKOMMOTNYECKOTO HapyIIeHN S OCAaHKIL.
ITo faHHBIM AEHCUTOMETPUN — CHIUDKEHJE MUHEePaIbHOI
mmoTHOCTY KocTHOM TKauu (MITKT) oTHOCUTENbHO TTOKaA-
3aTeJIelt, XapaKTEPHBIX /IS TAHHOTO Bo3pacTa (Z-KpuTepuii
B IOSICHIHOM OTJIerIe 1mo3BoHOoYHMKa L1-1L4 cocrasu -3,9 SD
(anr. standard deviation — cTaHZapTHOE OTKIOHEHNE)).

B 8 yeT BnepBble BHIABICHO HE3HAUNTE/IbHOE IIOBBI-
menue tTupeorponuoro ropmona (TTT), mpu sTom ypo-
BeHb cBOOOAHOrO TUpoKcuHa (cB. T4) Obln B mpepenax
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Puc. 1. KaHamaos nonoctn pra

pedepencHoro guanaszona. [[narHocTupoBaH CyOKINHN-
YeCKUIl TMIIOTHPE03, Ha3HAYeH JIEBOTMPOKCHH 25 MKI/CYyT
C manbHellIel KOppeK11ell 035l C BO3PacTOM IOJ, KOH-
tponem yposusa TTT.

IIpuHNMas BO BHMMaHUe COYETaHME TPeX Kaaccuye-
CKUX KIIMHUYECKUX CUHAPOMOB (KO)KHO—C}I]/IEH/ICTI)II“/I KaH-
mupo3 (puc. 1), mepBUYHbII TUIIONAPATUPEO3 U MePBUIHBII
IMIIOKOPTUIM3M), ycTaHOB/IeH AnarHo3 ATIC-1. B Bospacte
11 71eT BHINOTHEHO TeHeTNYeCKOe MCCIIeOBaHMe, IO TBEPK-
IeHO Ha/IM4ue Hanboee pacupoCTPaHEHHON B POCCUIICKOI
nonynAanyuu mytanuu R257X rena AIRE B TOMO3UTOTHOM
COCTOAHUMN.

Mo 18 nmer manueHT MOAy4Yan CUCTEMHYIO IPOTUBO-
rpuOKOBYI0 Tepanuio GIyKOHA30I0M, 3aMECTUTETbHYIO
Tepamnuio 1eBOTUPOKCUHOM 50 MKT/CYT, TUJPOKOPTU30HOM
40 mr/cyrt, dnygpokoprusonom 0,025 Mr/cyT, mpemnapaTsl
KasIpIys 750 MI/CyT ¥ aKTUBHbBIE MeTaOOINTHI BUTaMMHA D
(ampdakanpryaon) 1,5 MKr/cyT. IIpyu HONBITKE YBETUIUTD
103y GIyIpOKOPTU30HA PAa3BMBAIACh TUIIOKAIbI[MEeMUs
C CYZIOPO’KHBIM CUHJIPOMOM, B CBA3M C YeM J03a IIperapara
A/INTENIbHOE BpEMA OCTaBajIachb 683 M3MeHEeHUIA.

C 18 neT HaXOAMJICA IIOJ, HAOTIOMeHEM B KIIMHUKE H-
TOKPUHOMOTUM YHUBEPCUTETCKOI KIIMHUYECKOIT 60TbHULIBI
(YKB) Ne 2 CeueHoBckoro Yuusepcureta. [Ipu nepsom
HOCTYIUICHMM B KJIMHVKY Ha CTaljMOHApHOe 00C/IeoBaHue
I JIedeHMe POCT IMaljMeHTa COCTaB/AN 168 cM, Macca Tena —
44,8 kr, nHpexc Maccol Tena (VIMT) - 15,87 kr/m? (zedunut
MacCChbI Te)'[a). BrisiB/IeHa OBBIIIEHHA S CYHOpO)KHaﬂ TOTOB-
HOCTD (TIOJIOKMUTEbHBIN CUMIITOM XBOCTEKa, OHEMEHNe
MBI INI}A, TAPECTEe3MN B aJIbIlaX PYK IIPU OTPHUIIATE/b-
HoM cumurome Tpycco). ITpu naboparopHoM ob6cmeoBa-
HJM: BHIPa)KeHHas TUIIOKaAbLMeMus (CHIDKeHMe YPOBH
obuiero Kanbuusa 5o 1,3 mmons/n (2,02-2,60 MMonb/i),
MOHM3MPOBAHHOIO Kanbuusa — o 0,48 MMonb/n (1,13-
1,32 mmorb/m)), noTpeboBaBIIas HEOTHOKPATHOTO MapeH-
TepaJIbHOTO BBEJIeHN: IpenapaToB KanpuusA. Ha dpone yBe-
JIMYeHMA 03Bl aNbaKaIblMI0/a 10 3 MKI/CYT M IIperapaToB
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KanbuusA 1o 3000 MI/CyT coXxpaHAIach IMIOKaNbIMeMM,
B CBAA3M C 4eM B Bo3pacTe 20 yreT ajibdaKanbluo/ 3aMeHeH
Ha KaJbLIMTPHUOII B I03€ 2 MKI/CYT. JJOCTUTHYTa HOPMOKa/Ib-
uueMus. B ganbHelieM B KadecTBe Tepauy TUIIONapaTy-
peos3a mauyeHT NPMHUMAJI MIMEHHO Ka/IbIUTPUOI.

IIpu ob6cneoBanmU B BO3pacTe 24 j1eT OTMEYEHO [OBBI-
IIeHMe yPOBHA 00Iero Kaabliyis B KPOBY [0 2,85 MMOJB/TI,
MOHM3MPOBAHHOIO KanblusA — 1o 1,37 MMOJb/II, B CBA3K
C YeM J03a KaJIbIIUTPUO/IA TIOCTEIIEHHO YMeHbIlIeHa (MUHU-
ManbHO 10 0,50 MKI/CyT), Z03a IpenapaToB Kanblius CHU-
xeHa 7o 250 mr/cyT. Ha aToMm doHe coxpaHsiniach HOpMO-
KasIbIVIeMMsl, OfJHAKO Yepes Tof] BO30OHOBIUINCH CYyIOPOTrH,
OHEeMeHNe MBIIII] INI[A, TTAlIYIEHT CAMOCTOATENbHO YBENN-
91T 703y Kanbys go 1000 Mr/cyT. B TedeHne HECKOTBKUX
JIeT OTMeYasach TeHAEHIMA K I'UIIepKanbliyieMUu Ipy Ipu-
eMe TT0J0OpaHHBIX paHee 103 KaJbLUTPIOJIA I TPerapaToB
KaJIbIIV s, CONPOBOJK/IaBILACS IOBbILIEHNEM apTepUab-
Horo gasnenns (AJl) makcumanbHo o 160/100 MM pr. CT.
U CHMDKEHUEM CKOPOCTU KAyOO4YKOBOI GUIbTpanun
1o 56 mn/muH. IIpu ob6cnefoBaHuy B 28 €T MaKCUMalb-
HBIl ypOBEHD Kanblus (Ha GoHe IpueMa KanbLUTpIosa
0,5 Mr/cyT u Kanpuusa 500 Mr/cyT) cocTaBun 2,8 MMOIb/I
(2,15-2,55 mmonb/m). CHMXKeHMe 103 TIpelapaToB BbI3bI-
BaJIO y MaljMieHTa HeIIpUATHbIE OLyI[eHN B BUJe IepIO-
JOMYECKM BOSHUKAIOIMUX CYJOPOT IIa/lbLieB PyK.

[TomMuMmo runepxanbLyeMuH, MOBOLOM [/ HEOJHO-
KPaTHOJ TOCHUTAIM3ALMI B 9HJOKPUHONIOIMYECKMIA CTallV-
oHap cryxmia fekomnencanysa XHH. Jlnarnos nepsudnoro
TUIOKOPTUIM3MA OBbUI YCTAHOB/IEH B 5 JIET, U BCe 9TO BpeMs
TAIMeHT HaXO/M/ICA Ha 3aMeCTUTEIbHOM Tepanuu IJTI0KO-
xoprukongamu (I'K). Crenyet oTMeTUTD, 4TO HOTPEOHOCTD
B Tepaluy y Hero Obl/Ia CYIeCTBEHHO BbIlIe (BO B3POC/IOM
Bo3pacre fjo 40-60 Mr/cyT), yeM npu nepsruynoit XHH y ma-
LMeHTOB, He cTpajaomux AIIC-1. [TpuunHOil feKoMIeH-
calum Yalie BCero 6bUI MPOIYCK MM HECBOEBPEMEHHBI
TpyeM TUAPOKOPTI30HA (B ZHEBHOE BpeMs MALIMeHT YacTo
3abbIBas BHIIUTD TabneTKy). IIpu nmepexose Ha Tpexpaso-
BbIil IpMEM Ipenapara, UMUTUPYIOINUIL CYTOYHbI PUTM
cexperyun koprusona (50% yrpom, 25-30% nHem u 20-25%
BeYepoM), CAMOUYBCTBIUE, KaK IPABUJIO, 3HAUNTE/IBHO YIyd-
I1a/I0Ch. B K/IMHMKe peryn1sapHO IPOBOAMINCD Oecefibl O He-
06X0iMMOCTY yBe/IMYEHS JO3BI THIPOKOPTI30HA B C/Tydae
3a00/IeBaHILs, CTPECCOBBIX CUTYALINIT, OlEPATHBHBIX BMe-
IIATETbCTB; BCe PEKOMEHAALMK 00513aTebHO IIPOINCHI-
Ba/IKCh B BBIIIMCHOM 3IMKpPU3E, OHAKO Ha/leKO He BCeTna
BBINONHANMNCD. CBUJIETE/ICTBOM TOMY C/TY>KUT IIOBBILIEHNE
B IIEpUOJ, OJJHOI M3 FOCHUTAAN3ALNI B BO3pacTe 24 j1eT
YPOBHA afipeHOKOpTUKOTpoIHOro ropMoHa (AKTT) cBbiie
1250 mir/mn (> 275 nmonb/n (0-10 mmons/m)).

B Bo3pacre 26 y1eT BHe3aITHO MOSIBUINCH HOKOI Ve 60K
B )KMBOTE I10 X0y TOJICTO} KMIUKH, B CBA3M C 4YeM T'OCIIN-
Ta/JIM3MPOBAH B XMPYPIU4IeCKOe OT/ieJIeHI e TOPONCKOI
K/ITHIYECKOIT 6O/IbHUIIBI IT0 MECTY KUTENbCTBA. [JaHHBIX,
TIOAITBEPIK/JAIOIMX OCTPYIO0 XMPYPrUUeCcKyIo IaToNOTHIO,

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

He II0/TyYeHO. BhIlcaH ¢ yny4dinenneM COCTOSHIA, OHAKO
K Bedepy 6011 BO30OHOBUINCD, IPUCOSAMHIIACH TOLI-
HOTa, BRIpa’keHHas c1abocTb. CTaloHapHO 00CIe[oBaH
B K/IMHIKe IPOTeIeBTUKI BHYTPeHHNUX 6ore3Heir YKB Ne 2
CevenoBckoro YHuBepcurera. VcciemoBan Kam Ha TOK-
cunsl Clostridium difficile, momy4ueHbl IOTOXUTeNbHbIE
pe3y/IbTaThbl OTHOCUTETBHO TOKCHHA B (TokcuH A He 06Ha-
pyxxeH). YcranosineH guarnos «Clostridium difficile-acco-
LuupoBaHHas 60e3Hb». [Ipu mIpoBejeHNN KOMTOHOCKOINN
06Hapy KeH y4acTOK IIOpaXKeHNU s CIIU3UCTOI TOTICTON KIIII-
KV TIPEJITIONOKUTENbHO ayTOMMMYHHOTO IeHe3a. J[laHHbIe
TUCTONIOTMYECKOTO MCCIeOBAHNA: CIM3NUCTAS C 0OMMp-
HBIMMJ y4aCTKaMIU HeKpo3a U TMaTMHO03a COOCTBEHHOII
IUTAaCTVHKM CTTM3UCTO 000I0UKY C YOBIIBIO M YMEHbIIIe-
HIUEM pasMepOB KPUIIT, IOBEPXHOCTDb MOKpbITa GUOpU-
HO3HO-JIEMIKOLMTaPHBIM 9KccygaToM. Mopdonorndeckas
KapTHHa B OOJIbIIeil CTEIIeH) COOTBETCTBOBaIA NHPEK-
IIMOHHOMY HeKpOTH4YecKoMy Konurty. Ilpn nposenenun
930(aroracTpoayoeHOCKONNY BbIAB/ICHBI IPU3HAKY XPO-
HIYeCKOTO BOCIIa/ICHN s C/IM3UCTOI 060MOUKY INIIEBOAA,
KaH/IMJOMMKO3a NNIeBoja 3-11 CTerneHy, aHTPabHOTO
racTpura, 6yap6uTa. HasHaueHa Tepanisi 601bIINMIE JO-
samu 'K - mpeiH1M30/10H B MaKCUMAaIbHOII 03e 90 Mr/cyT
C IIOCTENEHHBIM CHVDKEHNEM B Te4eHMe MeCAIla 10 IIOTHOII
orMmeHbl. Ha aToM oHe caMO4yBCTBIE 3HAYNTEIBHO YIy4-
IINTIOCh, KTMHIYECKIe CYMIITOMbI HUBENINPOBA/INCD, YTO
MOATBEPK/JaeT ayTOMMMYHHBbII TeHes nopaskeHus JKKT.
Bornee mofpo6HO HaHHAA KIMHNYECKAsA CUTYaIVA U IPo-
BefleHHbIe 00C/Ie[OBaHIIe 1 JIeYeHNe MalJleHTa OMUCAHBI
panee [14].

ITocnenHee cTannoHapHOe 0OCTefOBaHIE B KINHIKE
SHJOKPUHOIOI MY IIPOBefieHO B Bo3pacTe 28 neT. [lanueHT
IpeIBbABIIAN XKaNo0bl Ha MOBBILICHHYIO YTOM/IAEMOCTbD,
HepUOANYECK BO3HMKAIIYIO TOOBHYI 60Ib 1 CyH0-
poru nanpues pyk. IIpu mocrynnennn: poct — 170 cm,
Mmacca Tena — 49 kr, UMT - 16,96 kr/m*. OTMedaercs ru-
HepIUTrMeHTalVA B 06/1aCTV IOKTel M MOACHUIBI (puc. 2),
3HAYMMO MeHee BbIpa>KeHHasI 110 CpaBHEHMIO ¢ 6ojiee paH-
HuUMM HabmofeHnAMM. [TOKOXKHO-KMpOBas KlIeT4aTKa
PasBUTa HEJOCTATOYHO, pacIpesiesieHa paBHoOMepHO. Al -
116/80 MM pr. cT., 9acToTa ceppeanbix cokpaennut (YCC) —
70 yn/mMuH. JKMBOT MATKMIL, 6€300/Ie3HEHHBIII IIPY TaJIb-
Ianum BO Bcex otaenax. [Tedens 1mo Kkparo peGepHOIL AyTu.
[ITnToBMAHASA Ke/le3a He yBennyeHa, IIOTHO-3/IaCTUYHA,
ysnbl He nanbnupyorca. Cumnrombl XBocreka, Tpycco -
OTpUIIATE/bHBIE.

Ha MOMEHT IoCTynaeHysA B KIMHUKY IaIlMeHT II0-
ny4an ruppoxkopruson (mpemnapar Kopred) 40 mr/cyr
(20 mr yTpom, 10 mMr gHeM u 10 Mr BedepoM), GryapoKop-
tn3oH (npemnapar Koprunedd, Agamen @apma, Ilospimra)
0,05 Mr/cyT, meBOTUPOKCUH (mpemapar L-THpPOKCHUH,
bepnuu-Xemu, lepmanus) 75 MKI/CyT, KapOOHAT Kalb-
nusA 500 Mr/cyt, kanpuurpuon (mpemnapar Pokansrpor,
Kartanent I'epmanns D6epbax, lepmanus) 0,5 MKr/cyT
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u ¢pnykonason (npenapar Jdudpniokan, Papesa Ambyas,
®pannnsa) 300 mr/cyT.

ITo pesynbrartaM 1a60paTOPHBIX UCCIETOBAHMI BbISBIIE-
Ha TUIIOKa/IbLEeMIS — CHIDKEHIe YPOBHS 00IIero Kamiblius
10 1,99 mmorns/n (2,08-2,65 MMO/IB/TT), MOHU3MPOBAHHOTO
kanbiys — 10 1,11 mmons/n (1,15-1,35 mmonb/n). [Josa Kanb-
UTpHosna yBenndena o 0,75 MKI/CyT, TpOfIO/KeH ITpueM
npemnaparos Kaapuusa 500 mr/cyT. Ha aTom ¢oHe ypoBeHb
o6111ero KaabLysi Ol B Ipefeniax pedepeHCHOro fuamnaso-
Ha, Ka/106bl OTCYTCTBOBAIN.

YyureiBass HOpMajbHble YPOBHU KanusA M HATPUA
B kpoBu (K* - 4 mmonb/n (Hopma - 3,5-5,5 MMob/N),
Na* - 148 mmons/n (Hopma - 132-150 MMonb/n)), cTa-
6unbHbIe TeMogMHaMMuYeckue mokasarenu (Al - 115-125/
70-80 MM pr. cT., YCC - 65-75 yi/MUH), KOPPEKLUH [JO3BI
¢dnynpoxopTusona (50 mr/cyr) He moTpeboBanock. [Josa
TMAPOKOPTU30HA TaK)Ke OCTaBJIeHa IpeXkHell — 40 Mr/cyT,
IpUHMMAs BO BHIMAaHNe YIOBIETBOPUTENbHOE obLiee ca-
MOYYBCTBIE, 3HAUNTETbHOE YMEHbIICHNE TUIIePIINTMeH-
TalYY 110 CPABHEHMIO C IPEAbIYLIIYMU TOCINTaTN3A A~
mu. CoxpaHsAnoch Hebornbploe nossbiinenne yposus AKTT
7o 55,5 MO/, OJHAKO 3TO CYILIIeCTBEHHO HUKe MOKasa-
TeJIell, BBIAB/IAEMBIX Y IAIVIEHTa paHee IpU BbIPaXKeHHOM
nexommnencauuu XHH (AKTT B 24 roga > 275 nMonb/n
(0-10 mmornb/m)). IlanyeHT B 04epeHOIL pa3 HponHPOpPMU-
POBaH 0 HEOOXOAMMOCTHM KOPPEKIINH JO3bI IMAPOKOPTHU30-
Ha B C/Iy4ae IPICOefHeH s MHPEKIMOHHBIX 3a00/IeBaHIIL,
IIpY BBIIIO/THEHNUY AVATHOCTIYECKUX U JIe4eOHBIX MAHUITY-
JIALINIL, BO BpeMsI OIlePATUBHBIX BMELIATEeIbCTB.

IIpu o6cnemosanum yposeHb TTI cocraBun
0,8 MmkME/mn (0,4-4,0), cB. T4 — 13,5 nmons/n (11,5-
23,2 IMO/B//), KOPPEKILMU O3Bl TEBOTUPOKCIHA He I10-
Tpe6OBanoCh.

HecmoTps Ha BBICOKMIT PUCK Pa3BUTHSA CAXapPHOTO M-
abera 1-ro tuma npu AIIC-1, y Hamlero maiueHTa 3a Bce
BpeMsI HaO/IIOfieHNs H pa3y He ObLIO BBIABICHO HapPYLICHNIT
yrieBopgHoro oomena. ITpu o6cnenoBanuy B 28 €T ypoBeHb
IJIIOKO3bI KPOBY HATOIAK COCTABUII 5,6 MMOJIB/JI, I/TUKUPO-
BAaHHOTO TeMOoTIobmHa — 5,1%.

ITpy ropMOHa/IbHOM MCCTIEJOBAHNY YPOBEHD TIOTEVHNI-
3upyiomiero ropmona - 5,5 MME/mi (1,5-9,3 MME/Mn), ro-
6y/n1Ha, CBA3BIBAIOIIETO [10I0BbIe TOPMOHbI, — 34 HMOJB/TI
(10-57 amonb/n), 0buiero TecrocrepoHa — 19,5 HMOIb/1
(8,4-28,7) — maHHBIX 32 Ha/IMYMe TUIIOrOHAA3Ma (BO3MOXK-
HOTO IIPOAB/IEHNUA Ay TOMMMYHHOT'O OPXITA) He HOMyYeHO.
Tem He MeHee, 110 TaHHBIM I€HCUTOMETPUMN, COXPAHAIOCDH
camxerne MIIKT: B moacHMYHOM OT/ie/le IO3BOHOYHU-
ka Z-xpurepwnit B L1 cocrasnn -2,7 SD, B L1-1L4 - -2,0 SD,
B IPOKCUMA/IbHOM OTHese 6efipeHHoit KocTu — -1,6 SD.

K coxxaneHnio, aTa MCTOpUA 3aKOHYV/IACh TPaTMYeCKIL.
B nepuog mangemun COVID-19 nmannenT 3a6omes KOpoHa-
BUPYCHOI MH]EKIINeil, OCTOKHUBLIENCH JBYCTOPOHHEI!
ITHEeBMOHUeT, C TTOC/IeYIOMNM Pa3BUTIEM IbIXaTeTbHO
HEJJOCTATOYHOCTY, 6AKTEPUATBHOTO CEICHCa I OCTPOIl
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Puc. 2. TunepnurmeHTaLma KOXHbIX MOKPOBOB

IIOYEYHOI HEJOCTaTOYHOCTU. HecMOTpsa Ha CBOEBpEMEHHYIO
TOCIUTANN3ALMI0, VICIIONb30BaHME CAMBIX COBPEMEHHbIX
aHTI/I6aKTepI/IaHbeIX U QHTUMHUKOTUYECKUX IIpernapaToB
U IIpOBeJieHIie HeOOXOMMbIX PeaHMMAlMOHHBIX MEPOIIPY-
ATUI, B TOM 4UCIe MCKYCCTBEHHON BEHTUALNY IETKUX
U TeMOJIMA/IN3a, CIIACTY €r0 He yJanocCh.

O6cyxpaeHne

ATIC-1 - opdanHOe HacnefCTBeHHOe 3aboseBa-
HIue, KpaliHe PegKO BCTpedalolieeca B IpPaKTUKe
Bpaya-9HOKPUHOIOTA, MOCKOIbKY MK €ro MaHM-
¢ecranuyu npuxoputcs Ha Bospact 10-12 et u ne-
YeHMeM TaKUX ITallYIeHTOB 3aHUMAIOTCS TeTCKIe 9H-
TOKPUHOJIOTN.

OueHUTHh pacCIpPOCTPAHEHHOCTD JAHHOTO CHH-
npoma B Poccuiickoit emepalium He IpeACTaBA-
€TCSI BO3MOXXHBIM B CBSI3M C OTCYTCTBMEM COOTBET-
CTBYIOIETO HaIlMOHAJIbHOTO peructpa. [Ilpuunmasn
BO BHUMaHUe faHHbIe 0 yacToTe AIIC-1 B eBpomeii-
ckux crpaHax (ot 1:80000 o 1:130000 Hacenenus),
B Poccmm Takumx manmeHTOB JO/KHO OBITH He Me-
Hee 1000, Torga xak Ha 2017 r. E.M. OprnoBoii 651710
omnucaHo Bcero 138 60onbHbBIX [2, 3]. Bonee mosgHMx
SMUAEMUONIOTNYECKNX JAHHBIX B OT€YeCTBEHHO
AUTepaType HaM HalTU He yhganochk. TpygHocTH
mpuarHoctuku u nedenust ATIC-1 o6ycimoBiens! pas-
HOOOpasyeM KIMHUYECKUX NPOSBICHUII, PAHHUM
me6r0TOM 3a00/IeBaHNsI, OIPEREAOIUM TKECTh
€To TeYEeHMU A, U JI/TUTeIbHBIM JTATeHTHBIM I1ePUOJI0M
HOpaXkeHNs OPTaHOB-MUIICHEl, YTO HeMOHCTPU-
pyeT IpefcTaBlIeHHOe KIMHNYeCKOe HabMoieHNe.
Y Hauero nanyeHTa sabojeBaHue MaHI(eCTIPOBa-
710 Ha 1-M rojy )XU3HM C pasBUTUA Ay TOMMMYHHOI
sHTeponaTun (MaapabcopOIMM) U XPOHNUIECKOTO
KO>KHO-C/IM3UCTOTO KaHAMA03a. [IBa [pyTruX KOMIIO-
HeHTa Kjmaccuueckoit Tpuagel — XHH u runonapa-
THPEO3 — MPUCOEAUHIINCH TOXKE JOCTATOYHO PAHO

KnuHnuyeckme HabnoaeHuns



AnbMaHax KnHMYeckom meanuntbl. 2024; 52 (6): 342-350. doi: 10.18786/2072-0505-2024-52-030

(mo 4 net). Ongnaxo graruos AIIC-1 6b11 3anI0f03peH
TOJIBKO CITYCTS 4 TOf1a, a MOATBEP>K/IeH TeHeTUYeCKI
nuib B 11 ntert.

XpOoHMUECKMiT KAaHANL03 KOXKI U CIUM3UCTBIX —
«BU3UTHasA KapTouka» AIIC-1, oTnmuyarwmias ero
OT JPYIMX ayTOMMMYHHBIX IONMIHTOKPUHHBIX
cuHzppomos (1, 3, 15]. VIMeHHO KaH/[1/J03 BO MHOTOM
orpenensieT 0COOEHHOCTN KIMHMYECKOTO TeUeH s,
Ka3a/10Ch Obl, XOPOIIO M3BECTHBIX SHJOKPUHHBIX
3aboneBanuil. bonee Toro, XpoHMYeCKUI KaHgK-
103 ITOJIOCTY PTa MOXKET IIPUBECTU K aTpoduu ciu-
3JCTOIL C 06pa3soBaHNEM YYaCTKOB JIEIKOIIIaAKNIA.
B aTom ciydae y malieHTOB BO3pacTaeT PUCK pas-
BUTNA KapIHOMBI IIOJIOCTY pTa, OTAMYAIOIIeTiCA
BBICOKOIT JIETaTIbHOCTHIO [16]. C mosAB/IeHNEM aKTUB-
HBIX aHTMMMKOTUYECKNX MperapaToB, TAKNX Kak
(bIyKOHA307 ¥ KETOKOHA307I, BOSMOXKHOCTH JIEUeHIST
C/IM3UCTO-KOXXHOTO KaHJ U032 3HAUMTE/IbHO paclIy-
punuch. OfHAKO IpY MpeKpaljeHUy Tepanuu Uimn
CHIDKEHUN I03bl MHPEKLNA 4acTO peUIUBUPYyeT
[17]. Takxum o6pasoM, 6ONBIIMHCTBO MAlEHTOB
¢ ATIC-1 HY>X/aI0TCAl B IOXKM3HEHHOM IIOCTOHHOM
npuemMe NPOTUBOIPUOKOBBIX IPENapaTos.

Kak mpasuno, XHH pasBuBaeTcs mosxe KaH-
OV[O3a ¥ TUIonaparupeosa B Bodpacrte 10-15 ner,
a u”orpa u nociue 20 ner. B Hamem cnyyae XHH
neboTrpoBata OYeHb PaHO U CTaja BTOPBIM KOM-
MMOHEHTOM KJIaCCUYeCKO TpuUaabl KIMHUYIECKUX
nposiBnenuit 3aboneBanus. Oco6eHHOCTHIO KU~
Hudeckoro tedeHus XHH y ganHoro nanuenra 6pina
BBICOKas MOTpebHOCTD B mpenaparax ['K (makcn-
MaJjIbHO J103a Jjoxoauia 1o 60 MI ruipoKOpTU30HA
B CYTKM), IPEBbIIIAOIasl TAKOBYIO IIPY U30INPO-
BaHHOJ HaJIIOYEYHUKOBOI HegocTaTouHoCcT (60-
nesHu AxpucoHa). IIpy aToM y marjmeHTa Bcersa oT-
Medajach TUIePIUTMEHTANN A Pa3TNYHON CTeIIeHN
BBIPa>KEHHOCTH U feUIIUT MACChI Te/la U HUKOTZA
He peTrUCTPUPOBATNCH MPU3HAKY MEePefO3MPOBKI
I'K (aTporennsniit runepkoprunusm). Haubonee
BEPOSITHONM IPUUYMHOIN CYOKOMIIEHCAIIMY HAIIO-
YeYHMKOBOI HEJOCTATOYHOCTHU U YACThIX SMU30-
nos mexomuencanuyu XHH 6sbi1a ayronMmyHHas
9HTeponarus, HabmofaemMasa y 25-30% manueHToB
¢ ATIC-1 1 HeraTMBHO BIUAIOIASA Ha IPOIlecC BCAChI-
BaHWsA [IPENAPATOB 3aMECTUTENbHOI TOPMOHAIbHOM
Tepanuyu B TabneTuposanHoit popme. Kpome Toro,
caM MaIMeHT B TeYeHUe )XM3HY HeOTHOKPATHO J0-
IycKa/ IPOIYCKU U JJa)ke BpeMEHHOe peKpalljeHne
npuema ['K.

IToppimenue AJl KoppenupoBano TONbKO C Bbl-
Pa’XeHHOCTDBIO TUIIepKaNblIMeMUN 1 He 3aBUCEI0
OT J03bI ITUAPOKOpTU30HA. CIegyeT OTMETHUTD, YTO
MIOZTHOE MCYe3HOBEHNEe TUNePIUTMEeHTalluy KOX-
HBIX TOKPOBOB PEerUCTPUPOBAIN TOTBKO B IIEPUOT,
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HasHa4YeHNs Tepaluy IPefHN30/I0HOM B fo3e 90 Mr
B TedeHye MecsIa (B JOIOMHEHME K I POKOPTU30-
HY) C LIeJIbI0 JIeYeHNUs I3BeHHOTo Konuta. IIpu aTom
TaK>Ke He Hab/II0[a/I0Ch KAKUX-TNMO0 KIMHUIECKUX
[IPOSIB/IEHNIT 9K30T€HHOTO TUIIEPKOPTULM3MA, YTO
[IOATBEP>KIA€eT BAMsIHUE CMHAPOMa MaibabcopOnm
Ha 9¢HeKTUBHOCTD TEPATINN.

B oTnmune ot rupokopTH30Ha, Ko3a Gaynpo-
KOPTM30HA KaK BTOPOT0 HEOOXOAMMOTO KOMIIOHEHTa
3aMeCcTUTeNbHON Tepanuyu nepsudHort XHH 6bina
CYLeCTBEHHO MEHbIIE CPeJHEe TepaneBTUYECKO.
[ToBbIeHMe 103BI PIYPOKOPTHU30HA JIUTENbHOE
BpeM;sI HeM3MEHHO MPUBOJUIIO K CHIDKEHIIO YPOBHS
KaJIbIVsl. B maspHeleM yAaM0Ch YBENWYUTD O3y
npenapata fo 0,1 mr/cyr.

Tepanmsa runonaparupeosa npu AIIC-1 Taxkxe
UMeeT CBOU OCOOEHHOCTM B CBS3YU C TPYLHOCTAMMU
B 11060pe O3Bl IIpenapaToB BuTaMuHa D u Kanb-
M. Y Halllero IalMeHTa 3a JIMTeTbHBIN Hepuos
Ha6/II0fleHNsI OTMeYaIach 3HAYUTe/IbHAsI Bapraberb-
HOCTb J103. BeposTHee Bcero, aTo CBA3aHO C BOJI-
HOOOpA3HBIM TeYeHMeM KaHAU[03a CIU3UCTHIX,
HIPUBOASIINM K GOJIbIIElT NIV MEHBIIeiT BBIPaskeH-
HOCTM Ma/babcopOLIy 1, COOTBETCTBEHHO, OMOO0-
CTYIHOCTY IIPENapaToB 3aMeCTUTEe/IbHON TepaIL.
CoracHO TaHHBIM TUTEPATYPbI, TOKOOHAS TEHIEH-
LUsI HepeKO HAOTI0AeTCs U Y APYTUX HAIIeHTOB
c ATIC-1 [3, 6]. Halre 3HaKOMCTBO C ITal[IEHTOM Ha-
4aJI0Ch CO CTOVIKOJ TMIIOKAAbLMEMUN C CYJOPOXK-
HBIM CHH/[POMOM, 4TO [TOTPe6OBAJIO 3aMeHbI O{HOII
aKTMBHOIT popMBbI pemnaparta Butamusa D (anpda-
KaJIBIJMION) Ha APYTYIO (KalIbLUTPUOI). ITO I103BO-
U0 [OOUTHCSA HOPMANIN3aL UK YPOBHS Kalblys
¥ 3HAYNTETBHO YIy4IINTh Ka4ecTBO XusHu. OgHaKo
Jyepes HeCKOJIbKO JIeT Ha (hOoHe IpyeMa IpenapaTos
B IIPEXXHUX 03aX HAMETI/IACh TEH/EHLIVSI K TUIIeP-
KaJIbIIYIeMI U, COTPOBOXK/JABLIAACS TTOBbINIeHeM Al
U CHIDKEHMEM CKOPOCTY K/Ty6OUKOBOI GMIBTPALINIL.
B nrore 1035l Ka/lbLUTPHONIA U IPENAPATOB KajIbI{sl
6bLIM CHUDKEHBI IIPAKTUYECKY BTPOE.

B cBs131 ¢ BBICOKOIT BapnabebHOCTBIO YPOBHSI
KaJIblMs B KPOBY, BOBHNKHOBEHMEM IIPOsBICHMII
medurnura 'K, BO3MOXHBIM pa3BUTHMEM OCTPBIX
MHQPEKIMOHHBIX COCTOSHMIL, BbI3BAHHBIX BO3Jeli-
CTBMEM BUPYCHBIX AT€HTOB M/IN PACIPOCTPAHEHNEM
rpubKoBoIt MHPEKIYM, OOTBHBIM C TAXKEIbIM Te-
yenuem AIIC-1 Heobxomum 60Iee YaCThIi MOXKMU3-
HEHHBIII MOHUTOPVHT OCHOBHBIX KIMHMYECKUX
U 1a6OpaTOPHBIX ITOKa3aTesIell, YeM 9TO TpebyeTcs
[aIMeHTaM Py HaJIM4NIL OfHOTO Ay TONMMYHHOTO
3a6071eBaHI.

IToMMMO Tpex OCHOBHBIX KJIACCUYECKUX MPO-
sapnaeruit AIIC-1, onucaHo 6omee 25 IPyrux KOM-
IMOHEHTOB 3aboneBaHUs. K HeIHLOKPUHHBIM
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IIOpa>XEeHMAM CJIeflyeT OTHeCTU pPasBUTIE O4arOBOM
(pexxe TOTaILHOIL) a/IONIeLINM, BCTpedalomeiicsa y 25—
40% manueHTOB. BolnasieHne BoO/IOC B pAfie CTydyaeB
[POTeKaeT BOTHOOOPA3HO, C IEPUOFAMI PACIIIpPe-
HIS1 30HBI IIOPAXKEHMS U CIIOHTAHHOTO BOCCTAHOB-
neHus. Anornerus, 6e3yC/I0BHO, B [IEPBYIO OYepeb
npobnema KocMeTndeckasi. HecMoTpst Ha TO 4TO
OHa He TOoCTaBiseT GU3NIECKUX CTPaJAHNIL, 3a4a-
CTy10 0eCIIOKONT IaljMieHTa ropasfo 6oJblie, 4eM
HEOOXOAMMOCTh MOCTOAHHON 3aMeCTUTENbHON
Tepannim.

[TepBUYHBII ITUTIOTUPEO3 ABIAETCS HE CAMBIM TH-
sxenbIM KomnoHeHToM ATIC-1, omHaKo ero nedeHne
TpebyeT IpOoBefjeHNM s IOCTOSHHON MTOXXKM3HEHHO
3aMeCTUTEIbHON Tepanuy JIEBOTUPOKCUHOM HaTPUs
eXe[JHEBHO I B OIpefie/ieHHoe BpeMs. [Ipomyck mpu-
eMa HeoOpaTMMO MpPUBELET K JeKOMIIEHCAIINN, ITO
He MOXKeT He OTPa3NThCA Ha CAMOYYBCTBMM U pabo-
TOCIIOCOOHOCTH MAI[MEHTA.

[cuxomoruveckme NpobaeMbl OKa3bIBAIOT 6OIb-
1I0€e BAMsIHIME Ha CTENIeHb KOMIIEHCALIMY TalleH-
ToB ¢ AIIC-1. CoueTaHMe HECKONIbKUX XPOHMYe-
CKUX 9HIOKPMHHBIX 3a00/I€EBAHUIT TpeIIonaraer
He0O6XOAMMOCTD IIpueMa 6ONbIIOTO KOMNYeCTBA
[penapaToB 3aMeCTUTENbHON Tepalnun B KOHKPeT-
HOe BpeMs U B OIlpe/ie/IeHHO II0C/IeJ0BATe/IbHOCTY
(MMMUTaNUA CYTOYHOIO PUTMa CeKpelun, Heo0xo-
AVIMOCTD BBIZIEP>KMBATh BPEMEHHON IIPOMEXKYTOK
MeXZY IIPUEeMOM pa3IM4YHbIX IpenapaTos U T.II.)
[18]. MbI XOpo1II0 3HaeM, YTO Jarke B3POCIIble IO
[laJIeKo He BCeTfja CIeAYIOT IpaBIIaM IIpyeMa Mef-
KaMEHTOB, a peOeHKY M 0COOEHHO IIOPOCTKY elle
TPpYZAHEe cOOMI0aaTh PEKOMEHAINN, TEM O0oTIee ITO
GONBIIMHCTBO CBEPCTHUKOB 0OXOMSATCS BOOOIIE 6e3
KakKux-116o mexapcTs. JTa mpobdaema KOCHYIACh
n Haurero namnuenTa. CormacHo peKOMeHJalusM,
HeO0OXOAVMO NPUHMUMATDh IEBOTUPOKCUH YTPOM
HaTOLaK He MeHee 4eM 3a 30 MMHYT 1O 3aBTpaKa
U IPYTUX MeIVIKAMEHTOB, I'MJPOKOPTU30H B 3 IIpue-
Ma — yTPOM, JHEM U Be4epoM, IIpenaparhl Kaablud —
He paHee YeM Yepe3 4 yaca IOC/Ie TIeBOTUPOKCUHA,
[IOCKOJIBKY KajIbIiMil yMEHbLIaeT OMOZOCTYIIHOCTD
nocnegHero. [nresbHOe BpeMs Halll TAI[VeHT Pery-
JIAPHO HapyIlIa IpaByIa 3aMeCTUTE/IbHOI TepaIui,
3a0bIBaJI IPMHUMATD IPENAPATHI JHEM W/IU BEYEPOM,
YTO IIPUBOJMIIO K YaCTBIM COCTOSIHUAM ILeKOMIIEH-
canun. [To Mepe B3poceHU s IPUIIIO OCO3HAHME
HEOOXOIMMOCTH COOIONIEH S IIPABUII IIPMeMa U pe-
JKJIMa JI03MPOBAHM JIEKAPCTBEHHBIX CPEICTB, 4TO
CII0COOCTBOBAIO MOBBILMIEHNIO TPUBEPKEHHOCTH
JIEYEHUIO ¥, KaK C/IeACTBUE, YIYUIIeHNI0 KJINHIYe-
CKUX M MeTaboMMIecKUX oKasaTene.

BrisiB/IeHHOE Yy HAIllero MaljyieHTa CHIKeHUe
MIIKT He crmemyeT paclieHMBaTh KaK MCTUHHBIN
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ocreonopos. [IpaBuibHee TOBOPUTD O HELOCTIKE-
HUU aZleKBaTHBIX ITIOKa3aTeslell KOCTHOM IIJIOTHOCTHU
B CBA3M C CYLIeCTBYIOMIVUM C JIeTCTBA IMIIONapaTh-
peosoM u cuHApOMOM Manbabcopbunn. Ha poue
crabunusanuu cocrosuus JKKT, agexBaTHbIX 103
Kanbpuys u BuTaMuHa D u TeHZeHUUHU K Habopy
Beca OTMeYeHa Mook uTenbHasa quHammka MITKT.
B To Xe BpeMs, IpMHMMAs BO BHUMaHNe IIaTOTeHe-
Tnyeckne ocobennoctn AIIC-1 (ayTouMMyHHBIN
TUIIOTIApaTHPE03), TP BEIOOpE aHTUPEe30pOTIBHOI
Tepanny BO3MOYXHO JMICIIO/Ib30BaHNE IIPeapaToB
HapaTMpeouTHOTO TOPMOHA (TepUIapaTuy,).

HecMoTps Ha Hammuue TAXKEIOro XPOHMYECKO-
ro 3aboeBaHMs, MAllEHT OKOHYWI YHUBEPCUTET,
Halesn paboTy B KpymHolt kommanun. Kommeru ero
yBa)kaqn U BO BceM nopgep>xusanu. CTaB B3poc-
JIBIM, OH NIpM3HABAaJ, YTO paHee HeJOCTaTOYHO OT-
BETCTBEHHO JI BHMMAaTe/IbHO OTHOCHUJICS K CBOEMY
3a00JIeBaHUIO Y PETYIAPHOMY IpUeMy JIeKapCTBEH-
HbIX IpenapaToB. C BO3pacTOM IpPUBEPKEHHOCTD
JIEYEHNIO CYI[eCTBEHHO yBeINUNIAC.

ITpomomxuTenbHOCTD XK13HY NanueHTos ¢ AIIC-1
3HAYMMO MeHblIIe, 4YeM B monynauuu. IIpnuanaamn
PpaHHel CMEePTHOCTM HEPeKO CTAHOBATCA JeKOM-
IeHCalVA OJHOTO MM HeCKONbKNMX KOMIIOHEHTOB
CHUHJIpPOMa, IIPKUCOe/MHEeHNe MHPEKIIMOHHBIX OC-
JIO>KHEHUIT, T0YeYHasa HeJOCTaTOYHOCTD [3]. JTro60it
MHQEKIMOHHBII MPOI[ecc MPefiCTaBACT OOMbUIYIO
OIIaCHOCTD JIs1 JAHHOI KaTeropuy 6OIbHBIX, YTO
elle pas gokasana nanpemus COVID-19.

P. Bastard u coaBr. onucamu 22 cnrydas COVID-19
y nanuentos ¢ AIIC-1, cpenn xoTopbIx 11 60IBHBIX
u3 Poccum. ABTOpEI [ielaloT BBIBOJ, YTO Y IAHHBIX
MALJMEHTOB KpaliHe BBICOK PMCK KPUTHYECKOTO Te-
yeHnA COVID-nHeBMOHUM 13-32 UMEIOLINXCA Y HUX
HeTpa/nM3yIoWNX ayTOAaHTUTENl K UHTeppepoHy
I Tuma [19].

3aknyeHue

IIpuBemeHHbIN KIMHUYECKUI CIIyYail JeMOHCTPU-
PyeT OCOOEHHOCTM TeYeHNs XOPOIIO M3BECTHBIX
SH/IJOKPUHHBIX ¥ HEIHJOKPUHHBIX 3abo/eBaHUI
Ipy UX COYETAaHMM B PaMKaX OJHOTO FeHeTudye-
CKOTO CUHJPOMa, CIOXKHOCTU IOR6Opa 3aMecTu-
TEJIbHOM TePalNy U JOCTVIKEHNA aIeKBaTHON KOM-
nercanuu. CoyeTaHMe HECKONbKUX XPOHMYECKUX
3aboeBaHNUI U OOJBIIOE KOMNIECTBO IIPEIapaToB
3aMECTUTE/NIbHOII Tepanuu AUKTYIOT HeoOXOomu-
MOCTb MHIVBUYaJIbHOTO TEPANEBTUYIECKOTO IIOJ-
XOfla C y4eTOM HU3KONM MPUBEPKEHHOCTH JI€YEHN IO
TaHHOI KaTeropuu mamnuentos. Heob6xogumo o6y-
YeHle MAlVEHTOB U YJIEHOB CEMbM, IIpUBJIeYEHNE
K JIEYEHMIO IICUMXOJIOrOB, IICUXOTEPANEBTOB U IIO-
JKM3HEHHOE TIOCTOAHHOE HabmopeHme. ©

KnuHnuyeckme HabnoaeHuns
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JononHutenbHaa nHopmaums

Cornacue nauumeHTa

B 2020 r. naumeHT AO6POBONbHO NOANMCaN MHGOPMUPOBAHHOE COornacue Ha
nybénuKaLmio NepcoHanbHo MeanNLMHCKON HGopMaLmi B obe3nnyeHHon

dopwme.

KoHdpnukr nirepecos

ABTOpbI 32ABNAIOT 06 OTCYTCTBUU KOH¢J‘IVIKTa NHTEPECOB, CBA3aHHbIX C Ny-

6MKaymen HacToALWe CTaTbU.

mmuaucuposauue

Pabota nposefeHa 6e3 npunseneyeHnAa AONONTHUTENbHOTO ¢MHaHCMpOBaHVIﬂ

CO CTOPOHbI TPETbUX NINL.
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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
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