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COYETAHUE CEMENHON NAPUUANIBHON NIMNOAUCTPOOUN

(CMHAPOM OAHHUTAHA-KOBBEPJIMHIA) C CAPKOUAO30M JIEFKUX
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CviHgpombl nunoancTpodr — 3TO reTeporeHHas rpynna KpanHe pefKkux, HacnefCTBEHHbIX UM NpuobpeTeHHbIX 3abone-
BaHWIN, KOTOpble XapaKTepu3yoTcA NOJTHOM UM YaCTUUYHOW MoTepei NoOAKOXKHOW »Kuposoi knetuatkm (MKK) nnu Henpa-
BUbHbIM ee nepepacnpegeneHnem. PacnpocTpaHeHHOCTb AMNoANCTPOoGUIA oLeHmBaeTcs Kak 1:1 000 000 HaceneHwnA, B Ha-
cTofALlee BpeMs B nuTepaTtype onucaHo okosno 1000 cnyyaes.

Capkonpo3 — mynbTucucteMHoe 3aboneBaHune, xapakTepusytolleecs o6pa3oBaHnemM Hekasenbuumpyowmx snutenona-
HO-KJ1IETOUHbIX FpaHysieM B MOpaeHHbIX TKaHAX. HecMoTps Ha 6onbluoe KoNnyecTBo NpoBefieHHbIX UCCIefoBaHWI, STUONO-
rMA 1 naToreHes capkonfo3a BCe elle OCTaloTCA Hen3BeCTHbIMU. BonbLIMHCTBO nccnegoBaTenei CCbiNaoTCA Ha BO3MOXKHbIN
aYTOMMMYHHbI UM UMMYHOONOCPEAOBaHHbIN reHe3 3aboneBaHus.

B naHHOW CTaTbe NpeAcTaBfieHbl YHMKaNbHbIE KNMHUYECKUE Cllydan coYeTaHUs ABYX pefKuxX 3aboneBaHUiA y ogHOro nauu-
eHTa: capkouio3a u ceMeliHoN napuuanbHOM NMnoanucTpodum.

KJTKOYEBBIE CJIOBA: capkoudo3; HacnedcmeeHHble 1unoducmpoguu; opgaHHbie 3a6onesaHus; cemeliHas NapyuaabHas AuNoouCmpogus.

COMBINATION OF FAMILIAL PARTIAL LIPODYSTROPHY (DUNNIGAN-COBBERLING
SYNDROME) WITH PULMONARY SARCOIDOSIS
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Lipodystrophy syndromes are a heterogeneous group of extremely rare, inherited or acquired disorders that are character-
ized by total or partial fat loss or its improper redistribution. The prevalence of lipodystrophies is estimated to be 1:1,000,000
in the population, with approximately 1,000 cases currently described in the literature.

Sarcoidosis is a multisystem disease of unknown etiology that is characterized by the formation of non-caseating epithelioid
granulomas in the affected tissues. Despite the large number of studies, the etiology and pathogenesis of sarcoidosis still
remain unknown. Most researchers allude to the possible autoimmune or immune-mediated genesis of the disease.

This article presents a series of unique clinical cases of a combination of two rare diseases in one patient: sarcoidosis and

familial partial lipodystrophy.

KEYWORDS: sarcoidosis; inherited lipodystrophies; orphan diseases; familial partial lipodystrophy.

AKTYAJIbHOCTb

CrviHAPOMBI NIMNOAUCTPOPUN — STO reTepOoreHHas rpyn-
na KpawHe pefKux, HacJIeICTBEHHbIX UM NPUOBPETEHHbIX
3aboneBaHnli, KOTOpPblE XapaKTePU3YIOTCA reHepPanm30oBaH-
HOW (3aTparnBaeT NOYTN BCE XKMPOBblE AENO Tena) uin nap-
LManbHOM (3aTparnBaeT TONIbKO KOHEUYHOCTN, U BEPXHIOI0
YyacTb, AW HebobLUIKE YYacCTKK Tena) NoTepet NOAKOXHON
xuposor Knetyatku (MPKK), a Takke HenpaBunbHbIM ee
nepepacnpegeneHnemM, nNpu YCnoBunM OTCYTCTBMA nNpes-
LIeCTBYIOLEr0 rONO4AaHMA UM KaTaboNMyeckoro cocTos-
HuA [1-3]. HacneacTBeHHble NMNOANCTPOPUN acCoUMNpPOBa-
Hbl C HaNIMYMEM MyTaLUN B OQHOM 13 Fr€eHOB, OTBETCTBEHHbIX
3a agunoreHes, AnddepeHLMPOBKY U perynaumio arnonTosa
agunoumToB. [laumeHTbl UMET npeapacnoNoXeHHOCTb
K pa3BUTMIO MEeTaboNMUeCK/X OCIIOXKHEHWI, Takux Kak ca-
XapHbI AnabeT, runepTpurinuLepuaemMns, CTeatos nNeyveHu,
CUHAPOM MONUKUCTO3HbIX AWYHWKOB WM YEPHbIA aKaHTO3
(acanthosis nigricans) [2, 3].
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Capkougo3 — 3TO MyNbTUCUCTEMHOE BOCManuTeNibHoe
3aboneBaHve HeyCTaHOBNIEHHOW 3TMONOTWM, XapaKTepu3y-
loLleecss HanMYMeM HEKa3€eO3HbIX SMUTENIMOUAHBIX FPaHy-
nem Hapsagy co ckonneHmem T-nnmbounToB 1 Makpodaros
B NMOpPaXeHHbIX opraHax [4, 6, 7]. B gpononHeHwne K reHeTnye-
CKOW NpeppacnonoXXeHHOCTU Takne TPUrrepbl, Kak nHoek-
LS, HeopraHMJeckne matepranbl U GaKkTopbl OKpy»KatoLLen
Cpefbl, BEPOATHO, UrPaAIOT ONpefeneHHYo Posib, YTO MPUBO-
OUT K BO3MOXHOMY Pa3BUTUIO ayTOMMMYHHOIO OTBETa Mpwu
3ToM 3aboneBaHuy [5]. CapKorao3 Nerknx MOXeT cocylle-
CTBOBaTb C APYrMU ayTOUMMYHHbBIMU 3a60NEBAHNAMY, YTO
npeanonaraeT BO3MOXHOCTb OOLLEero natoreHesa v reHeTu-
YyeCcKow npeppacnonoXeHHocTu [5].

B maHHOI1 CTaTbe Mbl NMPeacTaBseM YHUKaNbHblE K-
HUYecKue cylyyan nauMeHTOB C COYeTaHreM ABYX opdaH-
HbIX 3a00/1€BaHWIA: CApPKOMA03a N CEMENHON NapunanbHOn
nunognctpodum (3 u 4 TMnoB) (NepeyeHb peakux (opdax-
HbIX) 3aboneBaHuin MwuHsgpaBa Poccum, ot 06 deBpans
2023 r.).
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PaHee nprBegeHHbIN KNVHUYECKWI Ciydal 6bin nogpob-
Ho onucaH CopkuHon EJI. n coasr. [8].

MaumeHTtKa K., 35 neTt, c cemenHom napumnanbHoOM nmno-
anctpodwmel 3 Tmna BcneacTere MmyTtaumm p.R212Q B reHe
PPARG nocTtynuna B otgeneHue Tepanuu aunabeta OrbY
«HMWL sHpokpuHonorun» M3 PO B ntoHe 2022 . € »Kano-
6amu Ha 60NN B HXKHVX KOHEUYHOCTAX, CHVIXKEHWE OCTPOTI
3peHMs, TAXKECTb B NpaBoM nogpebepeoe.

M3 aHamHe3a N3BeCTHO, UTO paHHee pa3BUTUE HOPMalb-
Hoe, MeHapxe ¢ 13 neT, MeHCTPyasbHbIV LMK HEPErynApPHbIN.

C 20 neT oTmMeTMIa U3BBLITOYHDBIV POCT BONIOC B 0b6nactu
BepxHel rybbl, nogbopoaka, CnuHbl, 6e10 ANHMK XK1BOTA.
B 23 ropga no noeogy onuMromMmeHopen NpuHMmMana KOMouHM-
POBaHHbIN NpenapaTt 3TUHUA3CTPaAMOoa N APOCNUPEHOHA
B TeueHne 6 mecaues. Bnocnepnctsmum otmetmna nosasneHue
MHOXECTBEHHbIX KCAaHTOM Ha Aroauuax, CrnvHe, nevax,
BrepBble Obiny BbIABIEHbI AUCIMNUAEMYUA U FeNaTOCMIeHo-
meranus.

C 25 neT nauneHTKa Habnoganacb B KIVHNKE SHOOKPU-
Honorun lepsoro MIMY nm. .M. CeueHoBa no nosoay
CMHAPOMa NONIMKNCTO3HbIX ANYHMKOB (CMA) ¢ nHcynuHope-
31cTeHTHOCTbIO (MP), HapylieHnA MeHCTpyanbHOro UMKIa
Mo TVMy OfIMrOMEHOpPEN, OTCYTCTBUSI BepeMeHHOCTU B Teye-
Hue 2 NIeT NOJIOBOW XM3HU 6e3 NpefoxpaHeHus.

B Bo3pacTte 25 net ¢ xanobamu Ha 601K B MpPaBOM
nogpebepbe HaxoAwunacb Ha 06CNefOBaHMM B racTpo-
SHTEPOJSIOrNYECKOM OTAeNeHnm, rae Obinv BnepBble Aua-
FHOCTUPOBaHbI HEaNIKOTrOMNbHbIN CTeaTorenaTuT, XPOHUYe-
CKn xoneunctut. Bnocneacteum npu MP-cnekTpockonuu
neyeHu (Ha 6aze OIBY PKHIMK M3 PO) B gByx obbemax
B 6 1 7 CermeHTax JIeBON JONM NPOLEHTHOE cofepKaHume
XUPOBOWM TKaHW cocTaBuno 38 1 56% COOTBETCTBEHHO
(Hopma fo 6,5%), uTo no3sonuno BepudMUNPOBaTh y Na-
LMEHTKN XMPOBOW renartos. B To xe Bpemsa BnepBble Ana-
rHoCTUpoBaHa runepuHcynuHemna (MPU — 20 mkEa/mn
npu Hopme fo 17 mkEa/mn) n WP (pacyeTHbI MHAEKC WH-
cynmHopesucteHTHocT HOMA-IR 4,4, npu Hopme [0 2,7),
ancnvnugemnsa (Tpurnnuepugbl go 10,35 mmonb/n), rune-
pypukemus [8]. MauneHTke 6bn (0dd-neiibn) HasHaueH
MeTPOPMUH B CyTOUYHOW Ao3e 1000 Mr C NONIOXKNUTENbHbIM
3¢ dekTom.

C 26 netr otmeTuna noBblweHne ALl MaKCMManbHO
no 180/100 mm pr.cT.,, YCC go 100-110 ya/muH. UHuyumupo-
BaHa aHTUrMNepTeH3nBHaA Tepanus [8].

Bnepsble rocnutanunsmpoaHa B OIbY «HMWL, SHpokpu-
Honorun» M3 PO B 2015 1. (28 neT), npoBefeH NepopanbHbIn
rMIOKO30TONIEPAHTHBIN TECT, AMAarHOCTUPOBAHO HapylleHue
TONepaHTHOCTK K roko3se (HTT). Npu ropmoHanbHom 06-
cnepoBaHuK: nentTuH — 5,3 Hr/mn (1,1-27,6); noaTBepXaeHa
rMnepaHaporeHns, NCKIYeH rmnepkoptruymsm [8].

O6palan Ha cebs1 BHMaHMe CEMENHbIN aHaMHe3 nauu-
EHTKMW.

« Orteu, 56 neT — caxapHbit gnadet (CL) c 54 net (Ha VH-
CynuHoTepanun), aptTepranbHas runepToHUs, nemmye-
cKas 6onesHb cepgua (MbC): cteHOKapana Hanps>keHus,
pPEeBMaTOMAHbIN apTPUT, NOAarpa.

« [lBoopopHaAa cecTpa oTua, 54 rogpa — C[1 2 Tuna
(CO2) ¢ 2014 r., pgucaunugemua (Tpurnuuepuabl
no 26 mmonb/n), UBC: ctabunbHasa CcTeHOKapAua Ha-
npsxeHus, 3 OK. B aHamHe3e 2 ocTpbIX UHpapKTa Mu-

okapga B 2009 n 2012 rr. Atepocknepo3s aopTbl. [unep-

Tpodus nesoro xenygouka. MaHkpeoHekpos B 2007 T.

lMnepypukemuna.

BrnepBble nNpu ocMOTpe ObIIO BbISBIEHO XapaKTepHoe
nepepacnpegenerHve KK no Tuny napumanbHonm nuno-
anctpodum (nunorvneptpodun B 0651acT NUa, Wen, Hag-
KIIOUNYHBIX 001acTsX, M36bITOYHOE pa3BUTME B abaOMMNHANb-
HoW 0bnacTn (OKPYXHOCTb Tanum — 86 cm, begep — 96 cm),
nunoguncTpodumn B 06n1acTy roneHen, begep, Arogunu, XnBota
(puc. 1)), Hannuwme acanthosis nigricans B NogMbILLIEYHbIX 06-
nacTax (puc. 2), uHgekc Mmaccobl Tena (MMT)=27,5 kr/m2

YunTbiBasi JaHHble OCMOTpPa M OOCNefoBaHUs, a TaKXe
cemeliHbI aHamHe3 no C[l, y naymeHTKM 6bin 3anofo3peH
[AVarHo3 cemeltHoN NapumnanbHon nunoancTpodun.

B OIbY 3HL npoBegeH MONEKYNAPHO-TeHETUYECKUNN
aHanu3. B reHe PPARG (NM_001374266.1) 6bin BbifiBJIEH
BapuaHT HyKNeoTUAHOM nocnefoBaTenbHOCTN C.635G>A
B reTePO3UrOTHOM MONOXKEHUWN, MPUBOAALLNIA K MUCCEHC-3a-
meHe p.Arg212GIn. AHanornyHbl BapuaHT Obli BblisBNEH
y OTUa NaLWEeHTKM 1 ero ABolopogHou cectpbl (puc. 3). 3Ha-
YanbHO 3TOT BapMaHT pacLeHNBaNCA Kak BapuaHT Heornpe-
[EeNeHHOro KMHNYECKOro 3HauyeHusA, OQHaKO pe3ynbrarthl
cerperaumMoHHOro aHanm3a no3BosAT NEPEBECTM €O B Be-
poATHO-NAaToreHHbIN (Kputepun PM2, PM5, PP2, PP1, PP4)
COrNMAacHO peKkomeHZaunAaMm AMepUKaHCKOro Konnepka me-
OVLMHCKOW reHeTnKun 1 reHomnkn (ACMG) ot 2015 1. n pyko-
BOACTBY MO UHTEPMPETaLMN JaHHbIX MaCCOBOrO Napasnnenb-
HOro ceKBeHupoBaHua [9].

PucyHok 1. ®eHotun naumeHTkn K. KpacHoi cTpenkoil o603HaueHbl
30HbI NMNOrMNepTPodUN; YepHON — 30HbI NNMOANCTPOPUN (BrepBble
ony6nnkosaHo CopkuHa EJ1. n coasr.) [8].
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PucyHok 2. Acanthosis nigricans nogmbilieyHbIx BNaguH nauueHTky K. (Bnepsble ony6nvkosaHo CopkuHa EJ1. n coasrt.) [8].

33

O I:' 3noposb|e MKEHLLUMHbI N MyXXYUNHbI

on MyTaumsa p.R212Q B reHe PPARG (y »KeHLUMH 1 My>XYNH COOTBETCTBEHHO)

PucyHok 3. [eHeanornyeckoe gpeBo naumeHTkn K. (Bnepsble ony6nukoBaHo CopkuHa EJ1. n coasr.) [8].

Ha ocHOBaHUM NOsyYeHHbIX pe3ynbTaToB BrepBble yCTa-
HoBneH aunarHo3 «CemeliHas napuuanbHas nunoguctpodus
3 Tuna». YuntoiBasa otcytcteue B 2015 1. npenapaTos AnA na-
TOreHETNYECKOTO JIeUeHUs 3TOro 3abonesaHus, 6bI1O PeKo-
MEHZI0BAHO NMPOJOKMTL nprieMm peHodubpaTa, meTdpopmu-
Ha, cobniofeHne AMETbl CO CTPOrM OFPaHMYEHMEM >KUPOB
>KUBOTHOIO MPOUCXOXKAEHNA, NTIErKOYyCBOAEMbIX YrNeBOAOB,
[OCTaTOYHbIM CofepXKaHUeM MULLEBbIX BOJIOKOH. PekomeH-
[I0BaHbl perynspHble pusnyeckne HarpysKku, Kak aspobHbie,
Tak 1 aHaspobHble. Ha poHe nneyeHns oTMeUanocb CHUXeHNe,
HO He HOPManu3aLusi YpoBHeN OOLLEero XxonectepuHa, xone-

CTepuHa NUNOMPOTENHOB HU3KOW MIIOTHOCTY 1 TPUrnLepu-
[0B, HOPManM3aLua rnokasartesiein a30TMcToro obmeHa.

C nioHa 2016 no asrycT 2017 rr. NauneHTKa yyacTBOBa-
na B MeXAyHapOoAHOM PaHAOMM3UPOBAHHOM KJIMHUYECKOM
nccnefoBaHmY rmnonunNMaeMnYeckoro npenapara Bonaxe-
COpPCEH ANA neyeHua runeptTpurnuuepngemnn. Bonanecop-
CEH — aHTWUCMbICNIOBOV OJIUTOHYKNEO0TU BTOPOro NoKone-
HUA, NHrMbUpyeT cruHTe3 anonunonpotenHa C-lIl (ApoClll)
B neyeHn nytem cBasbiBaHua ¢ UPHK ApoClll [10]. ApodClll
UrpaeT peLlaioLlyo posb B MeTabonmsme TpUrmuuepuaos,
VHIMOVPYA NMNMONPOTENHIIMNA3Y M aKTVBHOCTb MEYEHOUYHOM
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n1nasbl, @ TaKKe KOHTPONMPYA OBUOCKHTE3 NMEeYEHOUHbIX Jn-
nonpotenHoB [10]. Ha ¢poHe Tepannm nauneHTKa oTMeTUNIa
ynyJlleHe MeTaboNMyecKknx roKasaTesieil, BOCCTaHOBIe-
HMEe MEHCTPYaNbHOrO UUKNa, OAHAKO NPUMEHEHune nccne-
ZJyemoro npenapaTta 6biso NpeKkpaleHo JOCPOYHO B CBA3U
C pa3BUTMEM HeXenaTeslbHbIX ABEHUA (MeCTHbIX: Bblpa-
XKEHHble rMnepemMun 1 annepruyeckue peaxkuun B mecrax
VHDBEKLUWUI 1 CTONKON TpomboumTONneHUN).

MNocne okOHYaHMA yyacTUA B NUCCNEAOBaHUN B aBrycre
2017 r. (30 net) naumeHTKa OTMETUA YXYALLIEHE COCTOAHNA
(6onb B ropne, OCTPbINA PUHUT, OAbILLIKA), B CBA3M C YeM Obina
BbINONIHEHA ¢niooporpadus OpraHoB rpyaHON KNeTK, Bbl-
ABNEHbI MPU3HAKN ABYCTOPOHHEN AUCCEMUHALMMN B NETKUX.
Ha KT rpygHon nmonoctu: KapTvHa AUCCEMWHUPOBAHHOIO
npouecca B NIerknx C yBeIyeHeM BCeX rpynn BHYTPUrpya-
HbiXx numdoysnos. MpoeegeHa Groncus NeroyHor TKaHw,
NnoaTBePAMBLLAA OMArHO3 «CapKouao3 NEerkux», HasHauyeH
MEeTUANPeaHK3010H 4 Mr. OTMeTrNa NpubaBky Macchl Tena
Ha 10 kr. Ha ¢oHe npuema meTdopmMMHa NoKasaTenu ru-
Kemun Hatowak n HbA, coxpaHanucb B npefenax Hop-
MasnbHbIX 3HayeHun. Ha KoHTponbHon MCKT nerkmx nato-
NOTMYECKMX MU3MEHEHN He BbiaBneHOo. Co CNOB NauneHTKY,
[VarHo3 CapKkoMAao3a He CHAT, AUCTaHUMOHHO HabniofaeTcA
Y NyNIbMOHOMOra, NPUHNMAET METUNPEAHN30JIOH 2 MI eXe-
OHEBHO.

B nmekabpe 2018 r. (31 rog) nmpu rocnuTanvsauumn
B OIBY «<HMWL sHpgokpuHonorum» M3 PO ot 12.2018 r.
Ha poHe oTMeHbl MeTGOPMIHA B TEUEHNE HEENM MOBTOP-
HO NMPOBELEH NMEepPOpPaNbHbIN MIOKO30TONIEPAHTHbBIN TeCT,
no pesynbTaTaM KOTOpPOro ycTaHoBneH agnarHos Cll. Ckop-
peKTUpOBaHa CaxapoCHMXawlasa Tepanus: MeTGopmMuH
C MPONIOHIMPOBAHHbBIM BbiCBOOOXAEHEM 750 Mr yTpom
1 BeYepom.

B 2020 1 2021 rr. — 3amepLuvie 6epeMeHHOCTM Ha CPOKe
2 mecsueB.

Ha momeHT rocnutanmusaumm B 2022 r. naymeHTKa no-
nyyana: MeTGOpPMUH C MPOSIOHTMPOBAHHBIM BbICBOOOXAE-
Huem — 750 Mr yTpom n Beyepom, atopsactatnH — 10 mr,
beHopunbpat — 145 Mr Ha Houb, BMCONPONON — 5 MF YyTPOM,
MEeTUNNPEeAHN30N0H — 2 MI YyTPOM.

lpu ocmompe:

+  TMpCyTn3Mm (rmpcyTHoe ymcno 18);
+ HepaBHoMepHoe pacnpegeneHue MXKK (6e3 n3meHeHun

no cpaBHeHuto ¢ 2015 r.) (puc. 2);

+  YMepeHHO BblpaxeHHbI acanthosis nigricans B obnactu

noamblLLEeYHbIX BMaauH (puc. 3);

«  pocT 164 cm, Bec 73 kr, UMT=27,1 Kr/m? (No cpaBHEHWIO

c27,5kr/m?>B 2015 T.);

+ MpW Nanbnauum neyeHb yBeMYEHa, BbICTynaeT Ha 1 cm
n3-nog Kpasa pebepHoOM gyru.

Mo paHHbIM NpoBeAeHHOro 0bc/efoBaHNA OTMeYanach
YOOBNIETBOPUTENbHAA KOMIMEHCAUWA YrneBOgHOro obmeHa
(HbA1c — 5,2%). [laHHbIX 33 Hanuumne MUKPO- 1 MaKpPOCOCY-
ANCTbIX ocnoxHeHuin Cl He nonyyeHo. B Guoxmmmnyeckom
aHanM3e KpoBM COXpaHANiacb runepTpurinuepugeMmsa
no 5,47 mmonb/n, rmnepypukemusa pgo 377,54 mkmonb/n.
MoBTOpPHO AaHbl peKoMeHAauuM no CobnoAeHuo AneThl
CO CTPOrMM OrpaHUYEHNEM >KMPOB KUBOTHOFO MPOUCXOX-
OeHus, NypUHOB.

MNpoBeneH MeaANUNHCKUIA KOHCUIIUYM, MPUHATO pe-
WeHne: MauMeHTKe C AMarHo3oMm «CemerHaa napuu-
anbHas nunoaucTpodus 3 TvMa» U BblPAXXEHHbIMK Me-
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TaboNNYECKNMI  OCJIOKHEHUAMM  MPOrPeCcCUpYOLLEro
XapakTepa C naToreHeTNYecKon Lenblo HEOOXOAUMO Ha-
3HavYeHVe Tepanny PeKOMOMHAHTHBIM YeN0BEUYECKNM Me-
TUOHWA-NENTUHOM.

HunarHos: «CemeliHaa napumanbHaa nunoguctpodusa
3 tvna BcnepcTene myTtaumm p.R212Q B reHe PPARG. Jlnno-
aTpoduryeckuin caxapHblil Anabet. Aucnunupgemus. Aptepu-
anbHaA runepteHsua 3 ct.,, puck CCO 4. AncdyHKLmMA ANYHK-
KOB penpofyKTusHoro nepuoga. CUHAPOM MOJIMKACTO3HbIX
ANYHUKOB. MMpcyTn3am. HeankoronbHaa Xnposas 6onesHb
neyeHu. Creatorenatos. [Mnepypukemunsa. MouekameHHas
6051e3Hb: MUKpONUTbI Noyek. CapKkomao3 Nerkmx u BHYTpU-
rPyLHbIX TMMbaTMUeCcKnx y3ioB, Mopdonorniyeckm sepudu-
LMPOBaHHbI, perpeccrpyioLlee TeyeHve.

KINNHUYECKUIA CNYYAN 2

MauywenTtka A., 51 r, ¢ cemenHonm napuvianbHOWN nu-
noaguctpoduein 4 Tna (NaToreHHbI BapuaHT B reTeposu-
rotHom coctosaHum ¢.1210-1delG B reHe PLINT) n mHOXe-
CTBEHHBIMY MeTab0NINMUYECKUMI OCTTOXKHEHNAMU NMOCTYNWa
B OTHEeNeHne Tepanum caxapHoro auabeta OIbY «HMUL
3HAoKpuHonorum» M3 PO B aBrycte 2023 r. ¢ »anobamu
Ha CHWKEHMe YyBCTBUTENbHOCTN B HMMHUX KOHEYHO-
CTAX, OTEK NeBOW CTOMbl, NOABNEHNE MUTMEHTHbIX MATEH
Ha roJsieHsAx.

M3 aHaMHe3a 13BeCTHO, YTO C MOAPOCTKOBOro Bo3pacTta
Habnoganucb U3MEHEHWA BHELIHOCTM, XapaKTepHble AnA
napuvanbHON NMNOANCTPODUM: MYCKYNUCTblE BepxHue
U HYKHUE KOHEYHOCTY, nunoruneptpodum B obnactu nuua
N Wwewn.

Mpu obcnegoBaHUM NO NoOBOAY BTOPMYHOW ameHopeu
B BO3pacTe 20 neT BbiABNEHa ANCUNMAEMUA 3a CUET KpanHe
BbICOK/X YPOBHEN TpUrniuepuaos (4o 43 Mmonb/n), cneum-
anu3nMpOBaHHOIo 06CNefoBaHUsA He Npoxoanna.

B 2000 r. (28 neT) nepeHecna NnaHKpeoHeKpo3. Bnocnep-
CTBUU — HEOJHOKPaTHbIE rOCNMTanu3auny ¢ 060CTpeHeM
XPOHUYECKOro NaHKpeaTuTa ¢ YacToTom 2-3 pasa B rog.

B 2011 r. (B 39 neT) anarHoctnpoBaH C[2, MHMLMMpPOBa-
Ha nepopasbHasA caxapoCHMKaloLasa Tepanna; HasHavanucb
KOMOMHALMM PasfIMYHbIX FPYNM NePOpPasibHbIX CAXapOCHMKa-
IOLMX MPEenapaToB, HO KOMMeHcALMs YrieBOAHOro obmeHa
He 6bl1a gocTurHyTa. B 2017 r. HazHaueHa KOMOVHMPOBaHHaA
caxapocCHWKatowwas Tepanua (MHCynrH rmaprud — 300 Ep/mn
35 Ep yTpom, 40 Ex Beuepom, ganarnndnosuH — 10 mr Beye-
pom, meTdopmMuH — 850-1000 mMr BeUepom).

B anpene 2021 r. ¢ »kanobamun Ha pasAawme 6onu B ne-
BOW MOJIOBUHE FPYAHOW KNIeTKW, He CBA3aHHbIMK C Gpu3u-
YyecKow Harpyskomn, rocnutanusupoBaHa B OIBY «HMUL
Kapanonorum», gnuarHoctnpoBaH 70% CTeHO3 ANCTanbHO-
ro cermeHTa ormbatowlein aptepun, 60% CTeHO3 CpefHero
N ONCTaNbHOTO CEermMeHTa apTepuun TYnoro Kpas, OKKJIo-
31A NPOKCMMASIbHOIO CermMmeHTa NMpaBoOW KOPOHApPHOM ap-
Tepun. YumTbiBasa Manbili guameTp ormnbaroluein aptepuuy,
XPOHNYECKYI0 OKKJ/I03MI0 NPaBon KOPOHApHOW aptepuu,
OTCYTCTBUE TUMNYHBIX MPUCTYNOB CTEHOKAaPAUUN, PEKOMEH-
JoBaHa KOHcCepBaTMBHaa Tepanua (aueTuncanuuunoBas
Kucnota — 100 mr Beyepom, posyBacTtatnH — 40 mr, 33e-
TMMK6 — 10 Mr). B nunuporpamme oTmeuanocb 3HaUNTE N b-
Hoe noBblWeHne Tpurnuuepuaos (ao 33,31 mmonb/n), 06-
wero xonecrepuHa (8,75 mmonb/n), HA3KN yposeHb JIMBI
(0,66 mmonb/n).
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KNUHUYECKIMI CNYYAW

PucyHoK 4. PeHteHorpadus nerkux naumeHTkm .

B ceHTAGpe 2021 r. B CBA3M C paHee BbIABIEHHON rinep-
TPUrMUUEPUAEMNEN VMHULMMPOBaAH mnyasMadepes 2 pasa
B MecAL, Ha flaHHbI MOMeHT 1 pa3 B 3 Hegenu.

O6paLlaeT Ha cebs BHUMaHMe CeMeNHbI aHaMHe3 nauu-
eHTKM: MaTb — CJ12, capkomao3 Nerknx 1 BHyTPUTPYZHbIX
numdaTmyeckmx y3nos; 6abyLika No MaTepPUHCKON MMHUN —
Cl12, 6abywika no otuosckon nuHun — UBC. OeHoTnnnYe-
CKM MOX0Xa Ha MaTb.

B OI'bY «HMWL| kapgronorum» 3anogo3peH AnarHos ce-
MEMHOW MnapuuanbHOW NUNOAUCTPOdPUN, PEKOMEHLOBAHO
reHeTMYeckoe KCCNiefloBaHne, KOTOpoe Obifio MpPOBeAeHo
B OIBHY «Mepuko-reHeTUYeCKNA HayyHbIA LIeHTP MMEHN
akagemuka H.MM. boukoBa» B mapte 2023 r. B pesynbrate
MacCOBOro MapasnfieflbHOro CEeKBEHNPOBAHWA KaCTOMHOWN
naHenu m3 60 reHoB OblN BbiABIEH HOBbIN, paHee Heomnu-
CaHHbI reHeTUYeCKU BapuaHT B reHe nepununuHa PLINT:
NM_002666.5: c.1210-1delG B reTepo3nroTHOM COCTOSHWMN.
Hanvume paHHOro reHeTMyeckoro BapuaHTa 6bino nog-
TBEPXAEHO C MOMOLLbIO MPAMOro aBTOMaTUYECKOro CeKBe-
HupoBaHua no CaHrepy. Ha ocHoBaHuu kputepmeB ACMG
(2015 r.) n pykoBoaCTBa N0 MHTepNpeTaLumn JaHHbIX Macco-
BOrO NapasenbHOro CeKBeHMpPOoBaHuA [9] AaHHbIV BapuaHT
OblN1 OLEHEH Kak naToreHHbln (Kputepum PM2, PVS1, PP5,
PP4). Mocne yero 6bin BbICTaBNEH AmarHo3: «CemenHas nap-
umanbHaa nunogucTpodus us-3a NaToOreHHOro BapuaHTa
B reHe nepununuHa-1 (PLINT)».

[nutenbHoe Bpems OTMeYasnocb MoBblleHUe MoKasaTte-
nen ALl, makcumanbHo — o 210/100 mm pr.cT. MNocTtoAHHO
NpUHMMana 3Hananpun — 2,5 Mr Ha HOYb, 3aTeM CaMOCTO-
ATENIbHO OTMEHWNa B CBA3U C TEeHAEHUUEN K TMMOTOHUMW.
Ha paHHbIM MOMEHT ajanTupoBaHa K nokasatenam Al

120/70 mm pT.CT. Ha ¢oHe npuema nepkaHugunuHa 10 mr
YTPOM.

B 2017 r. (B 45 neTt) npn obcnegoBaHuM No nosogy Anu-
TENbHO HEMPOXOAALLEero Kalluis BbIABIEH capKoupos ner-
KUX 1 BHYTPUIPYAHbIX numdatnyeckmx y3nos. Mo gaHHbIM
peHTreHorpadum nerkux ot 08.2023 r. (puc. 4), nerkue
YMEPEHHO 3MU3eMaTO3Hbl, KOPHU paclimpeHbl, Grubpos-
Hbl, OPOHXONEroYHbIN PUCYHOK AedOPMUPOBAH, YCWUEH
Mo UHTEPCTULMANBHO-COCYANCTOMY TUMY, UMEeTCA yBenmye-
HUe BHYTPUrpyaHbiX numdaTnyeckux y3nos. Mexponesas
weapTa crnpasa. Co C/IOB NALMEHTKN, OHA Oblfla KOHCYNbTU-
poBaHa NysibMOHONIOroM, Mopdosiornyeckasn Bepudpukauus
[MarHosa He Tpebyertcs.

Mo gaHHbIM ¥Y3W 6ptowHon nonoct ot 17.06.2023 r., BU-
3yanu3npoBaHbl Anddy3Hble N3MEHEHNA MAPEHXMMbI Neye-
HU U MOMKENYLOYHON >Kenesbl; UMeIoTCA axorpaduryeckne
NPU3HaKM XPOHUYECKOrO MaHKpeaTuTa, QUCKUHE3UN Xeny-
HbIX NyTeN.

B aBrycte 2023 r. (51 r.) B CBA3M C yxyAleHnem obuue-
ro camouyBCTBUA obpatunacb Ha KoHcynbTauuio B OIBY
«HMWL, sHOoKprHonorums», rae 6oiia CKOPPEKTUPOBaAHa ca-
XapOCHWXKawLaa Tepanua: UHCYNuH rmaprud — 300 Ea/mn
80 Epn, manarnudnosnH — 10 mMr Beyepom, MeTOPMUMH —
1000 mr yTpom 1 Beyepom, rmmmenmpung —2 mr yTpom. [num-
KUPOBaHHBIN reMorfiobuH, CO CNOB MaLMEHTKW, OT MIOHA
2023 r. — 14%.

Ha momeHT rocnutanmsauum B 2023 r. nonyyana: ato-
pBactatnH — 80 mr Beuepom, omakop — 1000 mr yTpom
n Beuyepom, 33eTmm6 — 10 Mr Beyepom. lMonbITKM Ha-
3HaueHUss ¢eHoPpubpaToB npuBOAUIN K OOOCTPEHMIO
naHkpeaTtuTa.
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MNpu ocmoTpe nauMeHTKU OTMeYanucb: aTneTmyeckoe
TENOC/IOKEHME, BbIPaXKEHHbIN MbILIEYHbIA CIION Ha FONIeHAX,
6enpax, BEPXHUX KOHEUYHOCTSX, nepepacnpegeneHue MKK
B 00J1aCTb XKMBOTa, NM1ua 1 wewn (puc. 5). Macca tena 53,7 kr.
Poct 160 cm. UMT=21,0 Kr/m?.

Mo paHHbIM NpoBeAeHHOro 0bcCefoBaHNA OTMeYanach
AeKoMneHcauusa yrneBogHoro obmeHa (HbA, — 11,2%,
rMUKeMUS B TeueHune aHs 0o 27,7 MMonb/n), B CBA3U C YeMm
OTMEHEH Mpenapat CyNbPpOHMIIMOUYEBMHDI, NHULUNPOBaHa
WHCYNMHOTEpanua UHCYNIMHOM acnapT + HUKOTMHaMug +
aprnHuviH no 15-20 Ef nepepn OCHOBHbIMY NpYeMamMun ML,
oCTanbHas Tepanus NPOJOJIXKEHa B NpexxHeM obbeme. MNpo-
BEEHO VHAMUBUAYaNnbHOE OOyuyeHue MNauveHTKU MPUHLK-
nam UHTEHCNMLMPOBAHHOW UHCYIMHOTEPaNuK.

3a Bpemsa rocnuTanusauny NpoBeAeHa oLeHKa Hanmunsa
1 BbIPaMeHHOCTN NO3aHMX ocnoxHeHni CLl. [JaHHbIX 3a Ha-
nuuvie AMabeTNYecKon PEeTMHOMATUM He MosyyeHo. YcTa-
HOBJIEHa CTauA MOPAXeHNA MoYeK, MUKPOanbOyMUHypus
(XBIN C1A2), noaTBEPKAEHO HanNMune aAnabeTnyeckon anc-
TanbHOW NOAUHEponaTuu.

PerynapHo nonyyaet ceaHcbl nnasmadepesa Ha ¢oHe
NOCTOAHHOM MMNOAUNUAEMUNYECKON Tepanuu.

MNpoBeaeH KOHCUNMYM, MO pe3ynbTaTaM KOTOPOro, yun-
TbIBasA Hanuuue TAXKENoro, nporpeccupyiouiero opdpaHHo-
ro 3aboneBaHus, BbICOKUI PUCK OCJIOXKHEHMWI, B TOM Yuciie
OCTPOro MnaHKpeatuta U CepaeyHO-COCYAUCTbIX COObITUN,
NS KOpPeKumnn MeTabonmuecKknx HapyLeHnii peKoMeHo0-
BAHO B CBA3M C XKM3HEHHOW HEOHXOAMMOCTbIO Ha3HaueHve
Tepanuu aHanorom nenTrHa — MeTpenenTUHOM.

OnarHo3: «CaxapHblii gnaber BCnefnctsBne cemerHom
napumanbHom nunoguctpodun 4 Tuna. Hepponatna cnox-
HOro reHesa (AnabeTnyeckas, rMnNepPTOHWYECKas, Hapy-
WweHme nyprHoBoro obmeHa), XbIN C1A2. iuctanbHas gu-
abeTuyeckaa nonuHerponaTtus, ceHcopHaa dopma. NBC:
6e36oneBan uweMna MUoKapaa. ATepocKknepos3 KopoHap-
HbIXx apTepuii (cteHo3 70% pamctanbHoro cermeHTta OA,
60% CTeHO3 apTepun TYMOro Kpas, XpPOHUYECKasa OKKIIo-
31A NpokcumanbHoro cermeHTa MKA). Atepocknepos bLIA
(cteHo3 OCA cnpaBa 40%). HecteHo3upyOWKiA aTepocKie-
P03 apTepuil HUMXHUX KOHeyHocTel. lmnepToHMuecKas
6onesHb lll cragun, puck CCO4. HeankorosbHas Xuposas
6one3Hb neyeHu. Aucnunuaemumsa. XpoHMYECKMI NaHKpe-
atnt, pemnccna. BropuyHaa ameHopea. MouyekameHHas
6onesHb, pemnccra. Capkongos NIerknx u BHYTPUIPYAHbIX
numdaTnyecknx y3nos, 6e3 mopdonornyeckon Bepuduka-
uuA, CTagma perpeccmpoBaHns».

OBCYXJEHUE

Ob6a cocTosiHMA (cemeliHas napuuanbHas MUNOANCTPO-
¢bus n capkongos nerkmx) ABAATCA peakuMn 3aboneBaHmsa-
MU, @ X COYeTaHMe BCTPEeYaeTCA elle pexke. ITo 3acTaBnaeT
3aQymMaTbCsA O MOWCKE OOLIMX MaTOreHeTUYeCKMX MexaHu3-
MOB B Pa3BUTUM JaHHbIX COCTOAHWIA.

CornacHo wuccnepoBaHuio, nposegeHHomy EJI. Co-
pkuHoi B OIBY «HMWL sHpokpuHonorum» M3 PO,
Yy MHOTMUX MauMeHTOB C HacNefACTBEHHbIMU NIMNOJQNCTPO-
bmAMKM oTMevanach accoumauma ¢ PasiMYHbIMU ayTOUM-
MYHHbIMU 3aboneBaHmamu: y 5 (41,7%) n3 12 nauyneHToB
C BPOXOEHHOW TreHepann3oBaHHON nunognucTpoduen
(BIT) ny 3 (7,5%) n3 40 c cemeliHON NapLuManbHOWN INMNO-
anctpoduen (CM) [11].

PucyHok 5. ®eHoTtvn naumeHTkm [l. KpacHoii cTpenkor o603HaueHbl 30Hbl
nunornnepTpodu; YepHON — 30HbI IMMOANCTPODUN.

Misra A. n coasT. y 27 n3 220 nauneHTos ¢ ClJ1 Bbiasnn
CBA3b C ayTOMMMYHHbIMK 3aboneBaHunamu [12]. Hanbonee
YacTblM CONyTCTBYIOLWMM 3aboneBaHuemM Obina cUcTeMHas
KpacHaa BonyaHka (CKB), 3apeructprpoBaHHasa y 7 nauu-
eHToB [12]. OnmcaHbl TpyM cnyyasa BacKy/lMTOB, BK/OYas
NeNKOLUTOKIACTUYECKUI BaCKYIUT U yPTUKAPHbIA BacKy-
nuT n 4 cnyyasa gepmatomuosunTta/nonmmuosuta [12]. Kpome
TOro, y 6 NaUMeHTOB OTMEYaNioCb NOBbILIEHNE YPOBHA aHTU-
HyK/leapHoOro ¢akTtopa B CbIBOPOTKE KPOBU 6e3 KNvHuue-
CKUX NMPU3HAKOB ayTOMMMYHHbIX 3abonesaHwii [12].

[o HacToAwero BpemMeHN OCTaeTCA aKTyalbHOWM Mpo-
6rema noucka aTnonornyeckoro pakropa capkougosa [13].
CylecTByeT HECKOMBbKO rmrnoTtes o6 3TMonorum 31oro 3abo-
NeBaHWA, CPefmM KOTOPbIX OCHOBHbIMU ABAATCA MHbEKUN-
OHHaA 1 ayToMMMmyHHas [13].

WNccnepoBaHuA reHOMHbIX accoUmaunii BbIABWW Hacned-
CTBeHHble (GaKTOpbl, BAMAIOLIME Ha BEPOATHOCTb Pa3BUTUS
capkomgo3a M Ha MHOroobpasvie ero KAMHUYECK/X MposB-
neHui [14]. Bo MHOTMX nccnefoBaHUAX onpeaeneHbl reHbl —
KaHaMZgaTbl BOCMPUUMYMBOCTA K CapKOMAO3Y, Hanpumep,
reHbl HTepnenknHos (IL1A, IL12B,IL18), HLA 1w ll knacca, IFN-y,
CCR2, MSTI1R, BTNL2, CCR5, TNF-a, CCDC88B, XAF1, SLC11A2
mnn MSTT) [14, 15]. NoBbILEHHbIN PUCK Pa3BUTKA CapKoOMA03a
cBA3bIBalOT C MyTaumamu B reHax CFTR, OS9, ANXAT1, KCNK4,
NOTCH4, FAM117B, BAG2, SCGB1A1, RAB23, KIAA1586, RAGE,
BEND6, PRDX5, RAS23VEGFA u ZNF415 [14]. HecmoTpsa Ha MHO-
roobpasue nepeyncrieHHbIX BbILLE FEHOB, CPEAN HMX HET TeX
reHoB, MyTaLUn B KOTOPbIX aCCOLMMPOBaHbI C Pa3BUTUEM Ce-
MEWHBIX NapLUManbHbIX MMNOAMCTPOGUIA. Y ONrCaHHbIX HAMK
nauneHToB UCC/IeJOBaHME FeHOB, aCCOLMMPOBAHHbIX C MNOBbI-
LIEHHBIM PUCKOM Pa3BUTUA CapKOMA03a, He MPOBOANIIOCH.
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3AKNIOYEHUE

Mpw aHanuse nuTepatypbl 3a nepuwopg c 2000
0o 2023 rr. HeT HM ofHoro onucaHuAa codvetaHma CIJ1
n capkougo3sa. Mbl BnepBble NpUBOAMM OMUCAHME KNK-
HUYECKUX C/lyyaeB couyeTaHusa 3Tux opdaHHbIX 3abone-
BaHMN. CornacHo JaHHbIM NUTepaTypbl, NPAMON CBA3N
MeXZy HMMW He onucaHo. Heobxopumbl JanbHenlwune
nuccnefoBaHma B 06MacTu MoneKynsapHO-TeHeTUYeCKnx
OCHOB Pa3BUTMA HACNeACTBEHHbIX nunognucTpodui,
a TakXe 3TUOJNIOrMn 1 NaToreHesa capkongosa Ans BblAc-
HEeHMA CBA3N MeXAY HUMU.

AONOJIHUTENIbHAA UHOOPMALINA

UcTouHnk ¢dunHaHcmpoBaHuA. PaboTa BbIMOSHEHA 33 CYeT CpefcTs
rpaHTa Co3aaHune 1 pa3BUTHE HayYHOTO LIEHTPa MUPOBOTO YPOBHS «Halwmo-
HasbHbIV LLeHTP NepCcoHann3npoBaHHON MeanLUHbI SHAOKPUHHBIX 3abone-
BaHU» (cornawieHne N2 075-15-2022-310).

KNUHUYECKIMI CNYYAW

KoH®NuKT unHTepecoB. ABTOpbl AEKNapupylOT OTCYTCTBME ABHbIX
1 NOTEHUMaNbHbIX KOHGIMKTOB MHTEPECOB, CBA3AHHbBIX C Ny6vKauyen Ha-
cToALWEen cTaTbi.

Yyactune aBTopoB. Oponkosa H.B. — aHanu3 meguLMHCKON AOKyMeHTa-
LU NaLueHTa 1 HanmcaHue TekcTa; Kokiwaposa E.O. — aHanu3 nutepatypHbIxX
[JlaHHbIX, OKOHYaTeNbHOE yTBEPXKAEHME 41 NyOnMKaumm pykonmcu; Bacunbes
IM.A. — aHanm3 faHHbIX MONEKYNIAPHO-TeHETUYECKIX aHaN30B, pefakT!poBa-
Hue TekcTa; CMmpHoBa O.M. — aHanm3 nuTepaTypHbIX JaHHbIX, OKOHYaTeSb-
Hoe yTBepXxaeHue ansa nybnukaumm pykonucy; LLlectakoBa M.B. — pa3paboTka
KOHLIeNuMn 1 Ar3aliHa, aHanus NMTepaTypHbIX AaHHbBIX, OKOHYaTeNlbHOe pe-
[aKTPOBaHMe TEKCTa U YTBEPXKAEHMEe AJ1s MyONvKaumm pyKoOnucu.

Bce aBTOpbI 0006pPVNM GUHaNbHYIO BEPCUIO CTaTby MNepen nybnuvka-
Lueli, Bblpas3niuv cornacre HeCT OTBETCTBEHHOCTb 3a BCE acneKTbl paboTbl,
noApasyMeBaloLLyio Haf/Iexallee U3yyeHue 1 pelleHrie BONpPOCoB, CBA3aH-
HbIX C TOYHOCTbIO UM BOBPOCOBECTHOCTbIO NMOOOI YacT PaboThI.

Cornacve naymneHToB. ABTOPbI HACTOALLEN CTaTby MOAYUYUIN MUCH-
MEHHOE pa3peLleHne OT YNOMMHAeMbiX B CTaTbe MaUMeHTOK Ha ny6nu-
Kauuio UX MeAWLUHCKUX AaHHbIX 1 doTorpaduin B xypHane «CaxapHbii

nvaber»,
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