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Manbumk, I1.3., 16 AeT, AMarHO3 BPOXKAEHHOTO AAMEAASIPHOTO UXTHO3a YCTAaHOBAEH MPU POXKAEHMN HA OCHOBAHUN KAMHUYECKO
KapTUHbI U MOATBEPXXACH MOAEKYASIPHO-TeHeTUHeCKUM uccaeaoBaHnem. CaxapHbiii AMabeT BrnepBblie 3anoAO3peH B Bo3pacTe
10 AeT, Ha OCHOBaHUM NOBbIIEHUs! YPOBHelH rAMkemun Hatowak (7,1 mmoab/A) n HbA, (7,4%). U3 anamuesa: 6abyuwka no
MaTEePUHCKOW AMHMM CTPAAAET CaxapHbIM AMA0ETOM, Y Mambl BO Bpemsl BTOPOi OepemMeHHOCTM — reCTauMOHHbIV CaxapHbIi
AuabeT. BbIsiIBAGHO HapylleHMe TOAePAHTHOCTH K YTA€BOAAM, OTCYTCTBME MHCYAUHOPE3UCTEHTHOCTU. [TpoBeAeHO MOoAeKYASPHO-
reHeTuveckoe uccaeaoBaiue reHa GCK. B nocaeaoBaterbHOCTH 3 9k30Ha BbisiBAeHa myTauuns Gly80Ser. B auteparype Hamm He
00Hapy>keHO onucaHus covetanns MODY 2-ro Tuna u BpOXKA€HHOTO AAMEAASIPHOTO MXTHO3a.

Katouesblie crosa: MODY 2-ro Tuna, AaMeAAsipHBbIA MXTHO3.

A 16-year old boy, P.E., is described in whom the diagnosis of congenital lamellar ichthyosis was established at birth based on
the clinical picture and confirmed by a molecular genetic study. Diabetes mellitus was first suspected at the age of 10 years
based on the elevated fasting blood glucose (7.1 mmol/l) and HbA, (7.4%) levels. The patient’s medical history revealed that
his maternal grandmother suffered diabetes mellitus and his mother had gestational diabetes during the second pregnancy. The
patient presented with impaired carbohydrate tolerance in the absence of insulin resistance. The molecular genetic study of the
GCK gene revealed a Gly80Ser mutation in the third exon sequence. We failed to find a report of the combination of congenital
lamellar ichthyosis and type 2 MODY diabetes mellitus in the available literature.

Key words: type 2 MODY diabetes mellitus, lamellar ichthyosis.

MHorue reHeTUYecKre CUHIPOMBI aCCOIMMPOBAHbBI
C TTOBBIIIIEHHOM pacIpoOCTPaHEHHOCThIO CAaXapHOTO M-
abera (CJ). K Hum oTHocsaTcsl cuHapom JlayHa, CUH-
npoM KnaitHdpenrepa, cunapom TepHepa u np. Crienyet
OTMETHTh M cHHApPOM Boibdhpama ayrocomHoO-periec-
CHBHOTO 3a00JIeBaHMSI, OCHOBHBIMU COCTABJISIOIITUMU
KOTOPOTO SIBIISIIOTCSI CaXapHbIii M HecaxapHbIi nuaoer,
aTtpodus 3pUTEIbHBIX HEPBOB, HEMPOCEHCOPHAST TYIO-
yxocThb [1]. CII 1-ro THMa 4acTo coueTaeTcsl C TMIIOTUPE-
030M (ayTOMMMYHHBIM TUPEOUIUTOM ), TUTIEPTUPEO30M
(6one3Hb I'peliBca Way TUNEPTUPEOUTHAS CTANUS TUPE-
ouanTa XacuMOTO), LIeIMaKueil, BATUINTO, IIEPBUYHOM
HaAMOYEYHUKOBON HemocTaToyHocThio. MODY 5-ro
THTIA aCCOLMMPOBAH C TIOJIMKHMCTO30M TTI0YEK.

IIpencrapisgeM onucaHue HEOOBIYHOTO CITydast CO-
YeTaHWsl JBYX PEIKWX MOHOTEHHBIX 3a00JIeBaHMIA:
MODY 2-ro timna 1 BpOXAEHHOTO JJaMeJIJIIPHOTO UX-
THO3a.

Kaunuueckuit cayuai

Manpuuk, [1.9., 16 1eT, AMarHo3 «BpOKAEHHBIA 1a-
MEJUISIPHBIN MXTHUO3» YCTAHOBJICH B POIIOME Ha OCHO-
BaHUU KIIMHUYECKO! KapTuHbl (puc. 1, 2).

M3 aHamMHe3a u3BEeCTHO, YTO Y MaMbl MallM€HTa BO
BpeMsI BTOpOii OepeMEeHHOCTU AUarHOCTUPOBAH TecTa-
unoHHbIN CJI (MenuKaMeHTO3HO! Tepaluy He Mmojy4va-
Jia, HaXOAWIach Ha CTPOTOM TUETOTeparim); TAKXKe OHa

Puc. 1. BpOXA€HHDI AAMEAASIPHBIA UXTHUO3: NOPAXKEHUE KOXKK.
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Puc. 2. BpoXKA€HHbI AAMEAASIPHbI UXTHO3: NOpaXkeHne CTon.
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Puc. 3. PoaocroBHas cembu 1.3,

Puc. 4. BpOXA€HHbI AAMEAASIPHBIY UXTUO3: IKTPOMMUOH.

ObL1a 2 pa3a orepupoBaHa Mo MOBOAY (DOJTUKYISIPHOTO
paka IUTOBUIHOM XeJie3bl. badylka nmo JMHUU MaTe-
pu B TeueHue 15 ner ctpagaet CJI 2-ro Tuma (HaxoguTcst
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Ha Tepanuu nuaberoHom) (puc. 3). HacieacTBeHHOCTh
110 XPOHUYECKHNM 3a00JIEBaHMSIM KOXH He OTSTOIICHA.

B Bospacte 10 et Bo BpeMs 00CJieioBaHUsI B IEpMAaTO-
JIOTUIECKOM OTIEIICHUH T10 TTOBOY MXTHO3a OBUTO 3a(hrK-
CHUPOBAHO MOBBIIIEHUE YPOBHS ITTMKEMUM 10 7,2 MMOJIb/JT
Hatomak. IIposenen OI'TT ¢ Harpy3koil TJIIOKO30IA:
0 MuH — 5,2 MMob/a1, 120 MuH — 8,2 MMoib/i. HbA
7,4%. JuarHocTupoBaHa HapylleHHAasl TOJEPAHTHOCTb
K yIJieBoJaM, Ha3HaueHa aueroTepanus. B 11 jer:
(HbA  5,9%, OI'TT: 0 Mun — 6,5 MMoIb/11, 60 MUH —
12 mmonb/a, 120 Mmun — 7,9 MMOJb/JI; OTCYTCTBUE
cnenudmaeckux ;s CJ 1-To TUITa ayTOaHTUTE.

B 12 et nipu o6cnenoBaHuy B KInHKKe Membekoro
yuuBepcuteta CIIA mmpn MoJIeKyIsIpHO-TeHETUIECKOM
uccaegoBaHum auarHoctupoanbl MODY 2-ro tTuna n
BPOKICHHBIN JTaMEJUISIPHBIA NXTHO3.

PebGeHok Haxomwicsi Ha aguUeTOTepanuu; JieKap-
CTBEHHO Tepalliu 110 MOBoAy AuabeTa He moirydai. I1o
MOBOY MXTHO3a 10 5 JIET HAaXOIMJICS Ha KYPCOBOM Jieue-
HUW PETUHOUIAMU 0e3 BEIPAXKEHHOTO MTOJIOXUTEIFHOTO
addekra. Jlanee peTMHOUIBI ObUIM OTMEHEHBI H3-3a
MOBBIIICHNS TpAHCAMMHA3 B KPOBU, PAa3BUTHSI TeTIaTO-
MeTaJuu.

B Bospacte 16 ser o6cnenqosan B MI'BY DHII.
MajpurK ponopLUMOHaIbHO cioxeH. Poct 160,9 cm
(SDS=-1,7). Macca tena 52 xr (SDS=-1,01). UMT
20,09 xr/m? (SDS=0,03). ITo Bceli MOBEPXHOCTU KOXU
YeITyKN KOPUIHEBOUW OKpacku. Ha mamoHsIX U momo-
IIBaX TUIIepKepaTo3, YCUJIEHUE KOXHOIO PUCYHKA (CM.
puc. 2). Ha koXe ToJI0BBI MEJIKOIIACTUHYATOE IIIEITy-
meHue. [lopaxxeHre BeK Mo TUITY SKTpoIioHa (puc. 4).
ITposenen OI'TT ¢ 75 r I10KO3BbI, B X0[Ie KOTOPOTO KPO-
M€ TJUKEeMUU OIpeAesisUIM YPOBEHb WHCYJIMHA U
C-nenrrraa Kaxabie 30 MmuH (Tadu. 1).

YcTraHoBIeHa HOpMalibHasI CEKpelLMsl MHCYIMHA U
C-nientuaa, uro He xapaktepHo mist CJI 1-ro Tuna, uH-
CYJIMHOPE3UCTEHTHOCTh OTCYTCTBYET [MHIEKCHI MHCY-
JHope3ucTeHTHocT Matsuda 3,42 (Hopma >2.5),
Karo 0,86 (Hopma >0,3), HOMA 1,81 (Hopma <3,2)].
IIpu cyTOYHOM MOHUTOPHPOBAHUU TJIUKEMUST KoJreba-
Jack ot 5,9 no 10,7 Mmonib/n (uepe3 1,5 4 riocie npuema
numu). Bo Bpems nposeaenust OI'TT makcuManbHBIN
ypOBEHb IIukeMuu Ha 60 MuH — 13,3 MMOJIb/J1. BbIsB-
JICHBI IIPOJIaTIC MATPAIBHOTO KJTartaHa I ctereHn, aHTHo-
MmaTusl CeTYaTKU, MUOIIUUYECKUI acTurMaTu3M. OcMoTp
HEBPOJIOTOM: IUabeTHUIeCKast HeipomnaTus OTCYTCTBYeT.
ITpu HLA-TunmpoBaHUU YCTaAHOBJICHBI 2 HEUTPAIbHBIX
no otHomeHuto K CJI 1-ro Tvna rarioTura:

DRBI1*11,DQA1*0101,DQB1*0301 u
DRBI1*14,DQA1*0501,DQB1*0303

Anturena k GAD (rmoramaTtaekapOoKcuiiasza)
0,4 En/mn (Hopma 0—1), aHTuTeNna K mHcynuHy 1,74
En/mn (Hopma 0—10), anTuTeNa K TUpo3uHbocharasze
meHee 15 Ex/mn (Hopma 0—15), aHTHTENIa K KIIETKaM
octpoBKoB Jlanrepranca 5,59 Ex/miu ( Hopma 0—10).
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Tabanua 1. Pe3yAbTaTbl OPaAbHOTO FAIOKO30TOAEPAHTHOTO TecTa

[Nokasarens 0 MuH 30 MuH 60 MuH 90 MuH 120 mun
WncynuH, MkE /M 6,9 63,5 96,3 71,8 47,7
C-nenTua, HT/MIT 1,8 6,0 9,7 9,4 8,6
I'mioko3a, MMOJTB/1T 5,9 12,1 13,3 11,9 10

Tabanua 2. Tunbl MODY [4, 5—8]

Hedexr rena HNF-4a; XxpoMOCOMHasl JJOKa-

MODY 1 sm3anus 20q

MODY 2 Jedexr reHa riitokoOKMHa3bl; 7p
MODY 3 Hedexr rena HNF-1a; 12q
MODY 4 Hedexr rena IPFI; 13q

MODY 5 Hedexr rena HNF-1f3

MODY 6 Hedexr rena NEURODI; 2q32
MODY 7 Hedexr rena KLF11; 2p25
MODY 8 Jedexr rena CEL; 9q34
MODY 9 Hedexr rena PAX4; 7q32
MODY 10 JledexT reHa nHcyinuHa, INS; 11p15.5
MODY 11 Hedexr rena BLK; 8p23

ITpn MOJEKyNISIpHO-TEHETUYECKOM HCCIENOBAHUU
reHa DIIOKOKWHA3bl B MOCIEAOBATEIbBHOCTU 3 9K30HA
BBISIBJIEHA reTepo3urotHas mytauust Gly§80Ser.

Oo0cyxaeHnue

MODY (Maturity-Onset Diabetes of the Young) —
9TO TeTeporeHHas rpyrnmna HeuMMyHHBIX popm CJI, xa-
PaKTEepU3YIOLIMXCSI ayTOCOMHO-IOMMHAHTHBIM THIIOM
HacnenoBaHus [2, 3]. MODY oTHoOCUTCS K peIKUM 3a-
00JIeBaHUSIM U €TI0 YaCTOTa B CPEIHEM COCTABIISIET OKO-
110 2—5% Bcex Tunos CJ1 [3].

B 3aBHCHUMOCTH OT TeHETUYECKOTO netheKTa BhIAe-
JISIIOT HECKOJIBbKO TUIIOB 3TOT0 3a00/1eBaHus (TaduI. 2).

MODY 2-ro tuma o0ycoBlIeH MyTallMeil reHa TJo-
KOKMHA3bl. DT MyTallMU TIPUBOASAT K 2 pa3HOHAIIpaB-
JICHHBIM T10 TIaToreHe3y coctosiHusaM — CJI u HeoHa-
TaJIbHOM TUTIepUHCYIUHeMUHN [4]. [ MIOKOKMHAa3a OTHO-
cuTcs K pepMeHTaM ceMelicTBa TeKCOKMHA3 U SIBJISIETCSI
KataiauzaTtopoM B AT®-3aBucumoM dochopuanpona-
HUU TJIIOKO3bI C 00pa3oBaHMEM TIIIIOK030-6-docdara.
I'mokoKk1HAa3a SKCIpeccupyeTcs B B-KiIeTKaxX MOIXKey-
JIOYHOM XXeJIe3bl, TeIaTOLUTaX U B OTNIPeAeICHHBIX 30HAX
kocteit. CHMKeHME aKTUBHOCTHU IJIIOKOKWHA3BI TTPUBO-
JIAT K ITOBBIIIEHUIO ITIOPOra YyBCTBUTEIbHOCTH [3-KJIETOK
MOIXETYIOUYHOM 3KeJie3bl K INII0K03€ U HApYIIeHUIO Me-
TaboJIM3Ma IIIOKO3HI B ieyeHu [9, 10].
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Cpemu Bcex MoHoreHHbIXx popm CJI MODY 2-ro
TUIA MPOoTeKaeT HauboJiee OJIaroNpUSITHO U COIIPSTKEH C
MEHBIIIMM PHUCKOM MakKpo- U MHUKpoaHruomatuid. st
MODY 2-ro tuma xapakTepHa IIMTeJIbHAs yMepeHHast
TUTIePITIMKeMUsI HaToIak (5,5—8 MMOJIb/J1) OTCYTCTBUE
KuHuYeckux TposieieHuit CJI, OTHOCUTENIBHO HOp-
MaJIbHBIN YPOBEHb INMIMKMPOBAHHOIO reMorjioonHa (5,5—
5,7%), OTCyTCTBUE MHCYJIMHOPE3UCTEHTHOCTU M M30bI-
TOYHOM Macchl Tena U oTsaroueHHbIin mo CJI B3pociaoro
TUMa ceMelHblii aHamHe3 [2]. Yaie Bcero MODY 2-ro
TUIA IMATHOCTUPYeTCs caydaitHo. OCHOBHBIM METOIOM
JIeYeHUs SIBJIIeTCS AMeToTepanus. JlaHHOM TpyIine ma-
IIMEHTOB HEOOXOMMMO AMHAMMYECKOE HAOII0NCHUE IS
PaHHETO BBISIBICHUS TMA0STUISCKUX OCIOKHEHMIA.

HXTno3sl mpeacTaBlIsSioOT cO00il OOJBIIYIO TPYIIITY
TEHEeTUYECKMX 3a00JIeBAaHUI KOXU COIMPOBOKIAIOIINX-
cs IIeTyIIeHUeM. BBIIensioT HECKOJIBKO BApUAaHTOB UX-
THO3a: MPaMOPHbINA UXTHUO3, JIAMEJUISIPHBIA UXTUO3, HE-
OyJuTe3Hasi BpOXKIEHHAsI MXTUO3U(DOpMHAas 3pUTpoIep-
MU, Oyie3Hass BpOXAeHHas UXTUO3M(pOpMHasT 3pu-
TpoAepMHUSsI, X-CUETUIEHHBIM UXTUO3 U OOBIKHOBEHHBII
uxtuo3 [11]. JlamennasapHblii UXTUO3 — ayTOCOMHO-Pe-
IIeCCMBHOE 3a00jieBaHUEe, 00YCIOBJICHHOE MyTalluel B
reHax 7TGM1 (noxanu3oBaH Ha 14-ii XpoMocome),
ABCAI2 (2q34), ALOXI2B (17pl3.1), ALOXE3
(17p13.1), STS, CYP4F22 (9p13.12). DTu reHbI OTBEYA-
10T 3a CUHTe3 (PepPMEHTOB 1 MEPECHOCYMKOB, YIaCTBYIO-
IIMX B TPAaHCIOPTE U COOPKE KOMIIOHEHTOB POTOBOIO
ciost Koxu [11—13].

I'maBHBIM KJIMHUYECKMM IIPOSIBIICHUEM UXTHO3A SIB-
JISIeTCsl KpyHHOIUIacTUHYaToe IenyimeHue. HoBopox-
IIeHHBIN poxknaaeTcs B «collodion membrane» momympo-
3pavyHOM IUIOTHOM CJIoe KOXH, cxopsmeM K 10—14-m
IHSIM ku3Hu. KimHudueckas KapTWHA JIaMeJUISIPHOTO
MXTUO03a, IOMUMO KPYITHOIUIACTUHYATOIO IIETyIICHNS
BKJIIOYAET: 1) SKTpONMOH (BBIBOPT BEK), BOSHUKAIOIIWIA
BCJICICTBME HATSDKEHUS HE3JAaCTUYHOM KOXM JIMIIA, C
YaCTBIMU BOCIAJUTEIbHBIMU IPOIIECCAMU B KOHDBIOH-
KTHUBe U porosuile; 2) nudy3Hyio anonenunio; 3) Hapy-
IIEHUS TEPMOPETYJISILIUY (3a CYET OCJIa0JIeHHOTO MOTO-
oTneneHus1); 4) MHGEKIIMOHHO-BOCHATUTEIbHbIE 3200-
JIeBaHUSI KOXMU BCJEACTBUE IIOTEPU €10 OapbepHBIX
cBoiicTB [14, 15]. B Tepanuu uxrtros3a UCIOJIL3YIOT CU-
CTEMHbIC PETUHOMIBI, YBIAXKHSIOIINE U KEPATOJIUTUYC-
CKHe KpeMa U Ma3H, IIa3Hble Karii. OmHaKo IeiCTBU-
TeJIbHO 3(P(PEKTUBHBIX METONOB JICUYECHUsI JAHHOTO 3a-
0oJIeBaHMSI B HACTOSIIIEE BPEMSI HE CYILIECTBYET.
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Puc. 5. TeHearornueckoe ApeBo cemby ¢ couetaHuem CA 2-ro TMna u MXTMO3MhOPMHOTo Aepmartosa.

B noctymHoil nuTepatype HaMu He OOHAapyXKeHO
OIMMCaHUI COUeTaHUSI BPOXKAECHHOTO JJaMeJIJIIPHOTO UX-
t™o03a 1 MODY 2-ro tuna. MMetorcs nBe nyoaukauuu,
B KOTOpBIX omnuchkiBaeTcs coyetaHnue CJI 1-ro tumna u
MPUOOPETEHHOTO UXTHO3a, a TAKXKE COUeTaHUE UXTHO-
3udopmHoro aepmarosa ¢ CI 2-ro tuma [16, 17]. B
MepBoi MyOoaMKalUKu MPpUBEIEHO onucaHue 14-meTHei
JIeBYLIKU apoaMeprUKaHCKOTO TMPOUCXOXKAEHUS, CTpa-
natomeir CII 1-ro Tuna B reyeHue 6 Mec. I1posiBneHust
MPUOOPETEHHOTO MXTHO3a B BUJE TEMHBIX IIEyIla-
Iuxcs OJIIeK Ha 3agHell TTOBEPXHOCTH IlIeu, B TOA-
MBIILIEYHBIX BITaAUHAX, B 001aCTH 00erx 601e0epIIOBbIX
KOCTeil M KpecTlla BO3HUKJIMW BMECTE C CUMITOMaMU
nuabera. HaciieACTBEHHOCTh MallMEHTKU He ObLIa OTsI-
roieHa no 3a0oJieBaHUSIM KOXU. ABTOPHI CBS3bIBAIOT
BO3HMKHOBEHME UXTHO3a C IeKOMITeHcauueli 3a00J1eBa-
Hua (HbA | 20,1%).

Bo BTOpoOi1 myOauKaLuKM TPOCIeKUBAaeTCsl UeTKast
cBa3b Mexay CJ1 2-ro Tuna u uXTuo3u@OopMHBIX JepMa-
To30M. OnucaHbl TpU TMOKOJIEHUSI apaOCKOW ceMbU, B
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KOTOPOil HMMeEEeTCSI HECKOJIBbKO OJIM3KOPOICTBEHHBIX
OpakoB (puc. 5). ¥V 18 ujleHOB JTaHHOM CeMbU OTMeYaIcs
HMXTUO3MMOPMHBII IepPMAaTO3, U3 HUX Y 7 YEJIOBEK UME
mecto CJI ¢ uHcyamHope3ucTeHTHocThlo. Bcero CJI
cTpajgaii 8 4YJeHOB 3Toil ceMbu. MXTHMO3UbDOPMHBIN
JepMaTo3 ObLI TIPEICTaBICH MUTPUPYIOIIMMU KOJIbLIe-
00pa3HBIMU YeLTyYaTbIMU OsisIIIKaMu. MoJIeKyIsIpHO-
TeHETUYECKOTO UCCIICAOBAHUS UISI YTOYHEHMS STUOJIO-
MU MXTUO03a HE IIPOBOIUIIOCH.

3akAloueHune

YauThIBast OTCYTCTHE JaHHBIX B IUTEpaType O COUe-
TaHUY BPOXIEHHOTO JIaMeJUIIpHOTO nxTro3a 1 MODY
2-TO THTA, a TAKKe JJOKAIM3aINi0 OTBETCTBEHHBIX Te-
HOB Ha pa3HBIX XpPOMOCOMAaX 1 OTCYTCTBHE YKa3aHUI Ha
BO3MOXHOE B3aMMOACIICTBHE ITPONYKTOB 3TUX T'CHOB,
cliemyeT moJjiaraTh, 9YTO COYETaHWE OBYX PEOKNX MOHO-
TEeHHBIX 3a00JIeBAaHUI SIBJIICTCS CIIyJYaifHBIM.
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