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MODY (Maturity-onset diabetes of the young) npedcmaesnsiem u3 cebs eemepoceHHyH epynny 3a001e6aHUil, 8 0CHO8E KOMOPbIX 1elcam
MYmMauuy pa3nuyHbulX 2eH08, U xapaxmepuszyemcs ouc@hyHkyuei B-kaemox, ¢ Ha4yaiom 6 Moaodom eozpacme (0o 25 nrem) u aymo-
COMHO-00MUHAHMHBIM HacAedoganuem. B nacmosujee epemsa MHO20 pabom noceauwaemcss HeMUnUYHbIM NPOSAGACHUAM CAXAPHO20
duabema u mpyonocmsam ouggheperyuanrvroeo duaernosa. Ilayuenmor c MODY, kak npasuno, He umerom u30biMo4HOL Maccyl mead,
00HAKO, NO Mepe PACHPOCPAHEHUS. 0XCUPEHUSL 8 NONYASUUU, PA3AUYHble YOPMbL CaxapHoeo duabema, 6 mom yucae u duabem muna
MODY, 6ydym makaice couemambscsi ¢ odcupenuem, 4mo sudousmeHsem KAUHU4eCKy Kapmury 3abonresanuil. B dannoii cmamoe
npuooUmMCcsl KAUHU4eCKUIl CAY4all caxapHozo duabema y marvuuka 13 nem, Komopblii 0eMoHCcmpupyem 0COOeHHOCMU me4eHus
MODY3 y pebenka c penomunom caxaproeo duabema 2 muna.

Karoueswte caosa: MODY3, HNFla, oxcupenue, caxapuoiii duabem 2 muna, npenapamel Cyab@OHUIMOUeBUHbL

MODY3 in the child with type 2 diabetes mellitus phenotype: case report
Kuraeva T.L., Sechko E.A., Eremina [.A., Ivanova O.N.,|Prokof’ev S.A.
Endocrinology Research Centre, Moscow, Russian Federation

MODY is a heterogeneous group of diseases that stem from certain genetic mutations and are characterized by p-cell dysfunction,
early clinical onset (before the age of 25) and autosomal dominant inheritance. Nowadays many studies address atypical variants of
diabetes mellitus (DM) and consequential problems in differential diagnosis. Though generally patients with MODY have normal body
weight, the ongoing spread of obesity will probably produce comorbid forms and thus alter clinical picture. We present a case of DM in

a 13-year-old patient that characterizes development of MODY?3 in type 2 DM-like phenotype.
Keywords: MODY3, HNFla, obesity, type 2 diabetes mellitus, sulfonylurea

0 HeIaBHETO BPEMECHM BCE CIyJau caXapHOTO JTHa-

oeta (CJI) B meTCKOM BO3pacTe OTHOCUJIN K TUA0ETY

1 Tuna (C1), onHako B mocjeaHee AeCATUIETHE
CTajio OYeBUIHO, YTO HE BeCh MTUA0ET OTHOCUTCS K ayTOUM-
MYHHO# opMe 3abosieBaHUSI U TIPUBOJAUT K NECTPYKIIMHU
B-KJIETOK TOMXKETyTOUHON XKeJie3bl ¢ aOCONIOTHONU HeI0-
CTaTOYHOCTBIO MHCYJIMHA. B Hacrosiee Bpems y mereit
U TMOAPOCTKOB Bce vaule naeHTuduuupyor CJ 2 tuna
(Cl12), a Takxke nuabeT B3pOCIOro TUIA Y MOJIOABIX JULL —
MODY (Maturnity-onset diabets of the young). [To nanHbIM
Pearson E., McAlpine R., cpenu mauneHToB 10 35 JIeT ¢ BIiep-
BbI€ BBIIBJIEHHBIM nuabdetom mpeobiamaeT CJI1, KoTopbiit
cocraBisieT 74% ot Bcex caydaeB; CJ12 MeHee pacrnpocTpa-
HEH Cpe/y MallMeHTOB MOJIOZIOrO BO3pacTa, HO BEPOSITHOCTh
Pa3BUTHSI YBEIMIMBACTCS C BO3PACTOM M CTCIICHBIO OXKMU-
pennst; MODY BcTpeuaeTcss Hanbosee peako, ero 4actoTa
cocrasisieT 0,3—2,4%, xoTst 9T1 LM(PHI, BEPOSITHEE BCETO,
3aHMXKEHBI, B CBSI3U C BHICOKOU CTOMMOCTBIO TeHETUYECKOTO
ucciaenoBaHus [1]. TMosiBUIach HEOOXOAUMOCTb MTPOBOIUTH
nuddepeHINaTbHBIA TUATHO3 MEXIY pa3IuyHbIMU (Pop-
MaMu auabeTa, TakK KaK 3TO MO3BOJISICT IMpeacKa3aTh KIIMHU-
YecKoe TeueHHe 3a00JIeBaHMsI, CBOEBPEMEHHO MPOBOIUTH
CKPUHUHT OCJIOXKHEHU, BBISIBJISITH accolimupoBaHHbie ¢ CJI
3a00IeBaHMsI, a TAKKe MMEET pellaolee 3HaueHue B oIpe-
IeJICHUW CTpaTeruu Tepanuu. Bepudukauums guarHosa
nMeeT OOJIBIIoe 3HAaUYCHNUE 1 IJISI POACTBEHHUKOB ITalleHTa,

TaK KaK OHA MOXET IIPUBECTU K KOPPEKIIUH U TIPaBIIIBHOMY
JISYCHUIO Ipyrux 4wieHoB cembu ¢ CJI, B cydae BbISIBICHUS
MOHOTEHHOTO nrabeTa, a TaKXke OCYIIECTBUTh MEIUKO-TeHEe-
TUYECKOE KOHCYIbTUpOBaHUe [2].

CI1 xapakTtepusyeTcsl aOCOJIOTHOW HEIOCTaTOYHO-
CTHIO CEKpeIINM MHCYIMHA. HaumHaeTcsT ocTpo, JacTo ¢ Ke-
TOAIMI03a, C BHICOKMMHM MMOKa3aTeISIMU THUIICPTIUKEMUN.
Y 85—90% niozeii ¢ TUIIEPIIMKEMUEH BBISIBISIIOTCS CEPOJIO-
IMYeCKIe MapKephbl ayTOMMMYHHOTO TIpollecca — aHTUTesIa
K rmotamataekapookcuiiaze (GAD), 0CTOpOBKOBO-KJIETOU-
HBIe IUTOIIa3MaTndeckue ayroaHTurena (ICA), aHTUMH-
cynuHoBbie anTuTena (IAA) [2]. I[To nanubpiM TutoBuu E.B.
u coasT., cpenn 3a0oseBmmnx CII1 73% OblIN MTONTOXUTEb-
HBIMHU 110 aHTUTENaM, a 27 % — OTpULATENbHBI 110 ayTOAHTH-
TeJlaM Ha MOMEHT o0cienoBaHus |[3].

CJ12 pa3BuBaeTcs B CBSI3U C NUCHYHKIMEN B-KIETOK
MOJIKEJIYIOUHOM Keae3bl U MHCYJIMHOPE3UCTEHTHOCTHIO.
BoibIIMHCTBO MAlIMEHTOB, KOTOPHIM ObUT YCTAHOBJIEH AUa-
rHo3 CII2, uMesn U30bITOYHYIO Maccy Tejla WM OKUPEHUE.
CJ12 Takke acCOLMUpPYETCs ¢ apTepUaIbHON TUTICPTeH3UEH,
NUCIUNUAEMUEH, HEAJIKOTOJIbHOM XUPOBOI OOJIE3HBIO e~
YeHU, CUHIPOMOM ITOJMKHUCTO3a IMYHUKOB [4, 5].

MODY nipeacrapnsieT U3 cedsi reTeporeHHYI0 rpyIimny 3a-
0oJIeBaHMIT, B OCHOBE KOTOPBIX JIEKAT MyTalllM Pa3IMIHBIX
TeHOB U XapaKTepU3YIOIIUXCs MUCHYHKIINEN B-KIeTOK, Ha-
4aJIOM B MOJIOZOM Bo3pacTe (10 25 1eT), ayTOCOMHO-I0MU-
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Tabnmua 1

Knununueckas xapakrepuctuka CI 1, CO2 u MoHoreHHoro anabeta y petei n nogpoctkos (ISPAD 2009)

cal

Xapakrepuctuka

cha2

MoHoreHHbIM

leHeTHka MonureHHbIN

MonureHHbIN MoHoreHHbIM

Or 6 MecsiueB go oTpoyecTsa

Bospact Havana (pebiota = N
P (a ) (paHHMiA oHOWECKMI nepuog)

Yacro 8 nocrnybeprare,
30 UCKIIOYEHUEM
rMOKO30KMHA3HOTo
1 HeoHatanbHoro anabeta

O6biuHO B Ny6epTaTHbIM Neprop,

Hauano vyaule Bcero ocrtpoe,

BapunabenbHas; ot MegneHHoro,

AyTOMMMYHHbBIMM 306011E€BAHUSAMM

KnuHuueckas kaptmHa BbicToOe nerkoro (4acro 6eccMMNTOMHOrO) BapuabenbHas
P [0 TAXKENOro TeYeHuUs
Accounaumm ¢ gpyrumu Oa Her Her

cnyyaes CI1 y monogeix niogen)

Ketos Yacro Bcrpeuaetcs Bcrpeuaertcs He uacto Yacro BcTpeuaetcs
npu HeoHaTanbHOM anabere,
peako — npu apyrmx popmax
OxupeHnue MonynsaumoxHas MNoebiweHHas yactoTta MonynaumoHHas yacrota
PACNpOCTPAHEHHOCTb BCTPEYOAEMOCTH BCTPEYAEMOCTH
Acantosis nigricans Her Oa Her
Yacrota ectpeyaemoctu (% ot Bcex BonbwuHcto ctpaH Menee 10%
P ( OB6biuto >90% P ’ 1-3%

Anonmna 60-80%

HaHTHBIM HacjienmoBaHueM [6]. Bo MHOrux crpaHax, TakMx
kak BennkoOpuranusi, Hunepnaannsl, Jlanusi, Hanbosee pac-
MpocTpaHeHHO (OPMOIi MOHOTEHHOTro auadeTa SIBISIETCS
MODY3, B ocHOBe KOTOPOTo JiexkaT MyTauuu B reHe HNF-1a
(smepHbIil hakTOp-1o remaTouUTOB), OAHAKO B McraHuu,
Hranuu, Opanuuu, N'epmanuu, Yexun yaie BcTpedaeTcst
MODY?2 [7]. B poccuiickoii TOMyJIsIY He BBISIBIEHO pa3-
auyuit B yactorax Bcrpeyaemoctt MODY2 u MODY3 [8].
KnuHuyeckas KapTuHa 3aBUCUT OT TUIIA U JJIOKAJIM3ALUU MY-
taumu [7]. [Tpu mytauuu, 3atparusarouieit usomep HNFIA
(A) (ox30HBI 8—10), 3a00M€BaHNE OBUIO TMATHOCTUPOBAHO
B CpeoHeM B 25,5 qer, mpu MyTalMsX, 3aTparuBarolInX
TpU n3oMepa (3K30HBI 1—6), MaHubecTaLus AuadeTa HabJTI0-
naeTcst paHblie — B cpeaHeM B 18,0 net [9]. U3BecTHO Gonee
350 mytauuii reHa HNF- 1o, OT KOTOPBIX MOXET BapbUPOBaTh
KJIMHUYeCKasT BRIPAXKEHHOCTH 3a00JICBaHMS, a TAKXKE BO3PACT
MmaHudecranuu. JlanHas (popma auadera yaiie BCero MaHu-
decTupyeT B MOCTIIyOepTaTHOM BO3pacTe C TUIepriuKeMuei
0e3 KeToaluao3a U/ ¢ II0KO3ypuei pu OTHOCUTEIbHO
HEBBICOKOM YPOBHE ITTMKeMuH. B ceMeliHOM aHaMHe3e MOTyT
OBITh Cllydyau auabdeTa B ABYX, TpeX U 0oJjiee mokoaeHusix. I1a-
LIMEHTHI B Havaje 3a00JeBaHUSI MOTYT HaXOMUThCS TOJIBKO
Ha AUeTOoTeparvu, HO B OOJBIIMHCTBE CIydyaeB HYXKIAIOTCS
B Ha3HayeHUU caxapocHMxkaromux npenapaton [10]. Tpe-
mapaThl CyJIb(POHUIMOUYEBUHBI 3(PHEKTUBHO CHIKAIOT yPO-
BeHb INuKeMuu npu quadete Tuna MODY3, uto mo3BossieT
MEPEeBECT HEKOTOPBIX IMAllMEHTOB C MHCYJIMHOTEpanuu
Ha TabJeTupoBaHHbIe TipenapaThl [11]. OgHaKO HEKOTOPHIM
M3 3TUX NMALMEHTOB B KOHEYHOM CYETe MOoTpedyeTcs Jieue-
HUE MHCYJIMHOM, TTOCKOJIBKY CEKPEeTOPHAs HEIOCTATOTYHOCTh
B-xmetok mporpeccupyet [12, 13]. MODY?3 yacto ommboyHo
nuarHoctupyetcst kKak CI1 wnu CI2 [14]. Ilpeamnonara-
ercd, uyto B Benukobpurannu 6onee 80% ciygaes MODY
HE BBISIBJIEHBI JIM0O OIIMOOYHO AuarHoctupoBaHbl Kak CJI1
wimu CII2 [15]. Knununueckas xapakrepuctuka CJI1, CI12
Y MOHOTE€HHOTO AuabeTa npeacraBieHa B Taduuie 1.

B HacTosiiee BpeMst MHOTO paOOT MOCBSIIAETCS HETU-
NMUYHBIM nposBieHusM CJII u TpygHocTsaM nuddepeHIn-
aJbHOroO nuarHosa. Tak, HampuMep, B pabote Bowden S.A.,
Hoffman R.P. onucan knnHuyeckuii caydaii couetanust C/1
C HaJlMyMeM MyTalluu B TeHe, xapakTepHoM ajsi MODY3,
y TIOIPOCTKA C OKUpeHueM [ 14].

Mpueoaum cob6cTBEeHHOE HaGMIOAEHUE

VY MajpunKa ¢ OTSTOIIEHHBIM CeMEWHBIM aHaMHE30M
mo CH2 m M30BITOYHONM Maccoil Tela BIIEPBEIC B BO3pacTe
11 et npu AucnaHcepHOM 00CIeI0BAHUU BbISIBUJIU TTOBbIILIE-
HMe IMKEMMU HAaTOIIaK /10 6,8 MMoJib/J1. Bec ripu poxxneHun
coctaiysii 3900 r, poct 52 cM. ['MneprinkemMun B HEOHaTaIb-
HOM BO3pacTe He oTMevaoch. BeisiBiaeHHas B 11 jeT runep-
[JIMKEMUST HE COIIPOBOXKIAIACH TTOIUIUTICHCH, TIOINYPHUCIA.
M36bITOUHAs Macca Tejla OTMeuaeTcst ¢ 3 JIeT, Koraa B CBSI3U
¢ OpOHXUATBHOM acTMOI peOeHOK MOoJIyJasl MHTAISILIMOHHYIO
ropMoHabHYy10 Tepanuio (PekcaTum), B HACTOSIIIEE BpeMst
TOPMOHAJLHOM TEpanvu He TIOJTyJaeT.

ITama ManbumKa, ¢ M30BITOYHOI Maccoii Tesa, ctpagaet CJ1
¢ 26 jieT, B TeyeHue 6 JIET MoTyda NIMOEHKIaMI/L B TO3UPOBKE
10 mMr/cyT, 3aTeM B 32 rona B CBSI3U ¢ HEA((MEKTUBHOCTHIO Te-
paInmy U pa3BUBIIMMUCS COCYIUCTHIMU OCIOKHEHUSIMU OBLT
repeBenieH Ha 0a3rCHO-00JI0I0CHYIO MHCYJIMHOTEPATTUIO Ye-
JIOBEUECKUMU TeHHO-MHXXEHEPHBIMUA WHCYJIMHAMU CpeTHE
MPOMOJIKUTEIbHOCTU (MHCYIMH-U30(aH) U MU KOPOTKOTO
JeicTBUS B 0011eit cyrouHoit no3e 0,5—0,6 EJI/kr. Umerotcs
cneunduyeckue ocioxuHenuss CI: nmpenponaudepaTuBHas
peTUHOIIATHS (COCTOSTHUE TIOCIE JIA3epKOaTy/IsIINN CeTIATKI
00omX T71a3 B Bo3pacte 35 yer), nnabeTndecKast IMoJMHEHpo-
aTusi, CAHAPOM AMA0ETUYECKOI CTOTbI, HepouleMruIecKast
dopma. YpoBeHb ITMKeMUU B HACTOsIIEe BpeMsl KosieOaeTcs
oT 4 1o 8 Mmosb/J1. [TnkupoBaHHbIi reMorioouH HbA, B aB-
rycte 2011 — 7,1%, unnexc maccol Tena (UMT) 26,5 kr/m>.
[Tpu npoBeneHUN TIUIIEBOI HArpy3KW 3aBTPAKOM C YIJIEBO-
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Tabnmua 2

YpoBHu ramkemmn n C-nentupa y otua npobanpaa nocne Harpy3ku
30BTPAKOM C YTNIEBOAAMM

B YposeHb ravkemuu, | Yposens C-nentupa,
peMms, MUH
MMonb/n Hr/Mn
0 10,4 1,1
60 15,1 1,7
120 15,0 2,0

JlaMW TIOJTyYeHBI CIIeAYIONIre Pe3yabTaThl: TJTI0K03a HATO-
mak — 10,4 mmosnb/m, Ha 120 MmuH — 15,0 Mmmonb/it; C-TrerTun
HaTtomak — 1,1 Hr/mi, Ha 120 muH — 2,0 Hr/mia (Ta6a. 2).
Takum ob6pazom, cryctsa 10 jget or manudectauuu CJI
Ha (oHEe MPOBOAMMON MHCYJIMHOTEPAITMU BBISIBIISIETCS CO-
XpaHHAasI CeKpest COOCTBEHHOTO MHCYJIMHA 0€3 TUTICPUHCY-
JIMHY3MA ¥ UHCYJIMHOPE3UCTEHTHOCTH.

YV aBoopomHOro aeda o JUHUM OTLA B 29 JeT AuarHo-
crupoBad CJI2, nmociaenHue 16 JeT HAXOOUTCI HA MHCYJIH-
HoTepanuu. Y 1BOIOPOAHON 0a0YLIKHU MO OTLOBCKOW TUHUU
TaKKe OTMEUAJIOCh TPAH3UTOPHOE MTOBHIIIICHUE YPOBHS TJTI0-
Ko3bl Ha ¢oHe cTpecca. Co ctopoHbl MaTtepu ciydaeB CJI
He BBISIBJIEHO, HO Y 0a0yILIKK 1 MpadaOyIlIKu 1Mo MaTepUH-
CKO1 IMHUU OTMEYAeTCsT OXKMPEHUE.

ITpobGaHpa uepe3 4 Mecsilia MOCye BbISIBJICHMS TTOBBIIIEH-
HOTO YPOBHS IIMKEMUHU HaTolak Obu1 oociienoBaH B ®I'BY
OHL. I'nukeMus Hato1ak cocrapisiia 7,1 Mmomn/a, HbA,, —
6,7% VUMT 26 xr/m? (SDSumTt +2,4). ApTrepranbHoe aaBiie-
aue 120/70 mm pt. ct. [IposiBneHust acantosis nigricans Ha
KOXe€ HE OTMEYaJIoCh. YPOBHU o011ero xonecrepuna, JITIBIT,
JIINTHIT Haxoauiauch B mpeaeax HOPMbI, BBISIBJIEHO ITOBbI-
LIEHUE YPOBHS TPUIIMLEPUAOB (2,9 MMOJIb/A TIpU HOPME —
0,05—-2,26 mwmonab/n). Ilpum mpoBemeHUM OpPaJbHOTO
nmoko3oTtosiepaHTHOro tecta (OI'TT) ¢ Harpy3koit roKo30i
(75 t) ypoBeHb TIMKeMUU HaTomak — 7,1 MMoib/7, yepe3
29— 12,8 MMOJIB/71; YpOBEeHb UIMMYHOPEAKTUBHOTO MHCYJIMHA
(MPW) Haromak — 6,7 MKE/Mn, yepe3 2 u — 41,4 MxE/mur;
C-nenTu HaTomaK — 2 Hr/mi; yepe3 2 4 — 6,1 Hr/mut (Tabir.
3). MHaekchl MHCYJIMHOPE3UCTEHTHOCTU: Matsuda=4,26
(N>3,4), HOMA=2,11 (\N<3,2), Karo 0,6 (N>0,3), Takum
o0pa3oM, MKeMudecKuii mpoduib xapakrepeH a1 CJI, th-
MEePUHCYJIMHEMUU, UHCYJTMHOPE3UCTEHTHOCTH HE BBISIBJICHO.

[ManmenTty Ha3HayeH MeTpopMuH B go3e 1000 mr/cyT.

[MoBTOpHOE 00CIENOBaHME TPOBEICHO Yepe3 9 Mecsies.
Koutponn CJI 6bU1 HETOCTATOYHBIM: TUETY He COOIIonall,
MeThOpMUH TpuHUMan B o3¢ 500 Mr/cyT B CBSI3U C OAUC-
MEeNTUYECKUMU sIBIeHUsIMU. YpoBeHb HbA,. moBbicuics
10 7,8%. UMT coctaBun 27,34 xr/m?, SDSyr +2,67, nipu-
0aBKa Macchl Tena 3a 9 MecsleB — 7 KI. ApTepuajibHOe
nmapineHue B mpeaenax 130/90—140/100 mm pr.ct. [1pm mipo-

Tabamua 3

YposHu rnkemunu, nucynuua n C-nentuga npm nposegexmumn OITT
y npob6anga (1 obcnegosanue)
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BeneHuu OI'TT ¢ Harpy3Koii riioko3bl (75 T) ypoOBeHb IJIH-
KEeMUM HaTOILIAaK COCTaBUJ 7,7 MMOJIb/JI, MAKCUMAaJIbHbBII
ypoBeHb TII0K03bl 17,0 MMOJIb/)T Ha 60 MUH; Ga3aJbHBIA
ypoBeHb MHCyIMHA — 4,7 MKE/MJ, MakKcMMaJlbHBIA ypO-
BeHb MHCyIuMHA 27,7 MKE/Mn Ha 90 MuHyTe; 0a3aibHBII
ypoBeHb C-TlenTuaa — 2 HI/MJ, MaKCUMaJIbHbI YPOBEHb
C-nenrtuna — 5,6 Hr/mi Ha 120 muH (Ta6:n. 4).

[moko3ypun, KETOHYpUU, MUKPOATEOYMUHYPUU HE OT-
MedJaaoCch. 3HAUYCHUS JUMUIHOIO PO HAXOIMINCh
BHE IIPEACIOB HOPMAIbHBIX 3HAUYCHUM: TPUIIUIICPUIBI
2,5 mmoab/n (npu HopMe 0,05—2,26 MMoJIb/JT), OOIIMIA XO-
JIECTepUH 5,7 MMoJIb/J1 (TTpy HopMe 3,3—5,2 MMOJIb/TT), X0Jie-
crepun JITTHIT 3,3 mmonb/n (mpu Hopme 1,1—3,0 MMosb/in).
[Ipy MHCTPYMEHTATbHOM OOCICIOBAHNN YCTAHOBJICH XU-
poBoii renato3 neueHu. GAD, ICA, IAA He BBISIBIEHHI.
Takum obpaszom, 3a 9 MecsleB oTMeUYaJloch HapacTaHUeE
ypoBHs HbA, ., Macchl Tesa, nosiBleHue apTepualibHON Tr-
TepTeH3WH, HapacTaHUe TUCTUTTAICMUN.

YuntsiBas Hanmure CII B TpeX TOKOJICHMSX, a TAKKE OT-
CYTCTBME TUTICPUHCYIUHEMUM Y MHCYIUHOPE3UCTEHTHOCTH,
MPOBEACHO MOJIEKYISIPHO-TEHETUYECKOe UCCIeOBaHNUE FeHa
HNF-1oa. Metonom TTLP u nocnenymouiero npsmoro cekne-
HUPOBAHUS BbISIBJIEHA reTepo3uroTHas uHcepuus (ins 1 bp
CCA—CCCA), npuBoxsmias K CIBUTY PaMK! CUUTHIBAHUS:
Pro 291 frame shift, B rene HNF- Ia, 4T0 onpeneseT 1uarHo3
MODY3. Ta e myTalus BbIsIBJIeHa Y oTLA. POACTBEHHUKM
BTOPOI CTETIEHM POACTBA HE 00CIIEIOBaHBbI.

O6cyxaeHue

V nereit ¢ HapylIeHUEM YIJIEBOJHOIO oOMeHa B coue-
TaHWUU C OXKUPEeHUEM MOXKET aAuarHoctupoBaTbest CH2 nubdo
nebrot CII1 Ha ¢oHe oxXUpeHus. Y Hallero rmaiyeHTa B Te-
yeHue 4 Mecs1eB HaOMIOAeHUSI OTMEJalIach TUIICPIIIMKEMUS
0€e3 IJTI0K03ypUH, KETOHYPUH U KETOAIINI03a, a TAKXKE OTCYT-
CTBUE TTOJUIUTICUU, TIOJTUYPUM, TIOTEPH Beca, XapaKTepPHBIX
miag CI1. B xone mpoBeneHHOTO O0CAeA0BaHUSI aHTUTEIa
K GAD, ICA, IAA He 6bUTH 0OHAPYKEHBI, OTHAKO OTCYTCTBHE
ayTOAHTUTEJI HE SIBJISICTCS aOCOTIOTHBIM TUaTHOCTUYECKUAM
kpurepueM [3], Tak kak npu MaHudecranuu CIO1 B 20%
cllyyaeB crieuM@uueckre ayToaHTUTea He oIpeaessieTcs,
B TO Xe BpeMst 10 15% cityyaeB ayToaHTUTENA ONIPEICISTIOTCS
npu CJ2 [16—18]. B nurepatype onmuchiBaJIMCh KIMHAYE-
CKMe CIyJau, KOTaa y MalMeHTOB ¢ nMarHo3oM «CaxapHbIil
nuabet 1 TuI», y KOTOPhIX HEe OMpeaessiuCh ayToaHTUTEa,
HaXoIWJIX MyTaluu, xapaktepHbie it MODY. Hekotopbix
U3 9TUX MALMEeHTOB y1aBaJOCh YCIIEITHO MEPEBECTU C MHCY-
JIMTHOTEPAIMHU Ha TIperrapaThl CyIb(MOHMIMOYeBUHBL. Hampu-

Tabnuua 4

YposHu rnkemunm, nucynuua n C-nentuaa npm nposegexmun OITT
y npobaHpa yepes 9 mMecsues

PRt YposeHb rnMkemuu, NPU, C-nentug, Eiec YposeHb rnkemuu, NPU, C-nentug,
! MMmonb/n MKE/mn Hr/Mn ! MMmonb/n MKE/mn Hr/Mn

0 7,1 6,7 2 0 7.7 4,7 2

30 10,6 21,9 3,3 30 12,0 14,0 2,7

60 13,3 38,4 5 60 17,0 20,5 3,5

90 14,1 45,8 5,8 90 17,4 27,7 55

120 12,8 41,8 6,1 120 17,0 23,0 5,6
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CJ — caxapHbii guabet, BA — 6ponxmansHas actma; HTT — Hapywenue TonepantHocTH k rokose; MBC — nwemnyeckas 6onesHs cepaua,

ATl — apTep1anbHas runepTeHsms.

mep, Lambert PA 1 coaBT. onucaau KIMHUYECKUIA Cyvaii:
mpobanz ¢ nmarHo3oM C/I1, ¢ BBICOKO#T KOHIICHTpaLUEi T~
abeTa B ceMbe, HAXOMSAIIMICSI HAa MHCYJIUHOTEPAIUM B 103¢
0,74 en/Kr, TIIMKMPOBaHHbI TeMOr100MH 7,6%, TIOCiIe BbI-
sIBJICHUS MyTauuu B reHe HNF- 1o Obl1 niepeBeieH Ha Tpe-
mapathl CyIb(OHMIMOYEBUHBI (TJIMKIIA31I) B CYTOUHOM 103¢
160 mr, mociie nepeBoaa ypoBeHb HbA,, cocraBun 7,8% [11].
VY nHamero mauueHTta C-INeNTUA HaXOAMWJICS B Iperesax
HOPMBI, YTO HE MOXKET OJHO3HAYHO MCKIIIOUHWTH THATHO3
CJI1, Tak Kak Ha paHHEe TOKJIMHUYECKON cTaauu 3aboJe-
BaHUs CEKpelMs WHCYJIMHA, a CJIeIOBaTeIbHO M YPOBCHB
C-menTuna, IIUTEILHOE BPeMsl OCTaBaJMCh COXPAaHHBIMU,
KpOMe€ TOTO y MOAPOCTKOB ¢ oxupeHueM u CJII1 uHcymu-
HOPE3WCTEHTHOCTh MTPOBOLIMPYET O0Jiee paHHIOI MaHUbe-
cTaluio 3abojIeBaHMsI, HA CTaIWMM HOPMAaJIbHOM CEeKperuu
C-nerrrupga [19].

Hanmmuue BricoKoit ceMeitHol koHneHTpaumnu CJI (mua-
0eT y OTlA U IBOIOPOIHOIO e[, TPAaH3UTOPHOE HapYIIEHUE
YIJIEBOAHOTO OOMeHa y JABOIOPOAHON 0aOyIIKM), OTCYT-
CTBHE WHCYJIMHOPE3UCTCHTHOCTH W TUIICPUHCYJIMHEMUH,
OTCYTCTBHE acantosis nigricans mMo3BOJIMIN IPEANOJIOXUTH
Hajmnuue y pebeHKa M ero oria MoHoreHHoil gopmbr C/I.
YcranosnaeHue noaruna MODY umeer BaxkHoe 3HaueHUE
MPH BEIOOPE TeparneBTUIECKOM TAKTUKH U OIIpeAeSIeHUs TTPO-
rHo3a TeueHust 3aboneBaHus. IlameHTsl ¢ nuabeTom TUMa
MODY?2 B 1eTCKOM 1 TTOAPOCTKOBOM BO3pacTe B OOJILIITNH-
CTBE CJIy4yaeB MOTYT HAXOIUTHCS TOJIBKO Ha IUETE, a OOJIbHbIE
CJI MODY1 u 3 yacTo oKa3bIBalOTCSI YyBCTBUTEIbHbI K TTpe-
naparam cyjbhoHuwIMoueBUHbI [10].

PazButiie MODY?2 cBsi3aHO ¢ MyTalueil reHa TJTIOKOKH-
Ha3bl. CpenmHU YPOBEHDb INIMKEMHUU HAXOOUTCS B IIpeaeiax
5,5—8 MMOJIb/J1, TUTIEPIJIMKEMUSI, KaK IIPaBUJIO, HE TIporpec-
cupyet [7,13]. HbA,, HaxoauTcsi, B OCHOBHOM, UyTb HUXE
WJIM 4yTh BBIIIIE BEpXHETO Mpeaeia HopMel (5,5—5,7%), mo-
BBIIIICHNE YPOBHS TJIIOKO3bI TP MPOBEACHUU TITIOKO30TO-
JIEpaHTHOTO TeCTa yepe3 2 Jaca Iocjie Harpy3KM TIIFOKO30M

HE3HAYUTEIBHO [2], 9TO HE YKJIAAbIBacTCS B HAIl KIIMHUYC-
CKUI Cay4dau.

MODY 1 (HNF-4a) u MODY 3 (HNF-1a) umerot cxo-
KU (peHOTUI, Tak Kak reH HNF-4a peryaupyer aKcrpec-
cuto reHa HNF-4a, 3a uckioueHueM Toro, yto npu MODY 1
OTCYTCTBYET HU3KUIA ITOYESYHBIN TTOPOT, OMHAKO TITIOKO3YPHs
He aBisieTcs 00s3aTeIbHBIM nposiBiieHrneM MODY3. Bospacr
Manundecrauu MODY1, kak npasuiio, Beiie [2]. OnHako
KJIMHUYECKU AocToBepHO omnpeneauTs Tun MODY HeBo3-
MOXXHO, HauOOJbIIel crenMOUIHOCTHIO M YyBCTBUTEIb-
HOCTBIO 00JIaJlaeT TeHEeTUUEeCKOe TeCTUPOBAaHUE, KOTOPOE
SIBJISIETCSI 30JI0THIM CTaHmapToM nuarHoctuku MODY [1, 20].
VY naiyeHTa u ero otia ooHapyxeHa MyTauus B rene HNF-1co.
I'eHeTMYEeCKOE MOATBEPXKIEHUE MYyTallUd MMeeT OOJIbIIoe
3HAYeHUE JIsT POJCTBEHHUKOB MTpo0OaH/Ia, Tak Kak 3TO T0-
3BOJIICT PaHO 3amomO3pUTh M 00HapyxkuTh CJI mo Havama
KJIMHUYECKUX TTPOSBICHUIA.

SAnepHblit pakTop-1lo renmatouutoB (HNF-1o) sBas-
eTcs (pakKTOpOM TPaHCKPUITIIMU, KOTOPBIN YIaCTBYET B 9KC-
MPEeCCUM HECKOJIbKMX TEHOB TIEUYEeHU, TaKXKe NEUCTBYET
KaK cJ1a0bIif TPaHCAKTUBATOp TeHA MHCYJIMHA. Y JIUII C pa3-
BUBIIMMCS AMA0ETOM U Y HOCHUTEJIeil MyTallMil B OTBET
Ha BBEJEHHUE TJIIOKO3bI BBISIBJISIETCSI HapylIeHUEe CEKPeLuu
uHcynuHa. 1o 10-1eTHero Bo3pacTta 00JIbIIUHCTBO HOCUTE-
JIeii UMEIOT HOPMOTJIMKEMUIO HATOIIAK, Y IeTell cTapiiero
BO3pacTa IIMKEeMUSI HAaTOIaK HEe3HAYMTEIbHO MPEBBIIIACT
BEPXHIOIO T'PAaHUILYy HOPMBI, 3aT€M OTMeYaeTcs Mporpec-
cupymllee HapylleHUe YraeBOIHOro oOMeHa BCedCTBUE
HapylIeHUST TOJEPAaHTHOCTH K IitoKo3e. [1pu mpoBeaeHnn
OI'TT BwIsiBIISIETCS TUTT KPUBOMW, XapaKTepHBIN [JIsT AUa-
6era, C-menTua HATOIAK HaXOAUTCS B IIpelesiaX HOPMBI,
WHCYJIMHOPE3UCTEHTHOCTU He BhIsABAsAeTCS [9, 19]. Boab-
Heie MODY 3, kak npaBuio, He UMEIOT U30bITOYHOI MaCChl
Tena [2], AMcaunuaeMun M apTepuagbHON TUIIEPTEH3UM,
acantosis nigricans [21], 4To oTAMYaeT 3TOT TUN AuabdeTa

ot CJI2.
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[IpuHuMas Bo BHMMaHHE Haduuue y peOeHKa, Y KO-
TOporo obHapyxeHa Myrauus B reHe HNF-Io, Hanudue
M30BITKA MacChl TeJia, MOBBIIIEHHOTO apTepUalbHOTO JaB-
JICHWSI, HapyIICHUE JUITUASMUICCKOT0 MPOMUII, MOKHO
npeanonararb codetanue CJA2 m tum MODY3. OmHako
10 MEePe pacIIPOCTPAHEHNS OXKUPEHUS B OMYJISLIMN pa3inud-
Hbie ¢popmbl CII, B Tom uncie CII1 u nuadet turna MODY,
OyIyT TakXke COYeTaThCsl C OKMPEHUEM, YTO BUIOU3MEHSIET
KJIMHUYECKYIO KapTUHY 3aboneBanmii. Bowden SA, Hoffman
RP onucanu kiimHUYeCcKuit cinyvait, korga y 17-n1etHeit ne-
Bouku ¢ oxxupeHuem (UMT 36,4 kr/m?), ¢ OTAroLeHHO’ Ha-
cinenctBeHHOCThIO 1o CJI2 (y oTla, 6a0ylIKu, TeTU U A1),
MOJIOKUTETbHBIMUA ayTOAHTUTEIaMU ObLjIa BISIBJIEHA MyTa-
s B reHe HNF-1a [14].

Y orua, nMelomiero Ty ke myranuio, CJI muarHocTu-
pOBaH TT03XKe, 4eM y cbiHa — B 26 jeT. Ha ¢oHe Hu3KOI
KOMIUTAaeHTHOCTH (OOJbHOW HUKOIIA He cobJIonan JueTy),
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Tepanusli TIMOeHKIaMUIOM Oblla HEeIOCTaTOYHO 3(ddex-
TuBHOU. OgHako gaxe crycts 10 JeT oT IMarHOCTUKMU aua-
OeTa MalMeHT UMesl 3HAYMMBII ypoBeHb C-mienTuaa, XoTs
M BIBOE HIDKE, YeM y ChiHa. BBICTpO pa3BUBIIAsCA PETH-
HomaTus (4epe3 6 JieT) SIBJISICTCSI, OYeBUIHO, CJIEACTBUEM
nexommeHcauuu CJI B mepBbie roabl 3a0oneBaHus. Cie-
IyeT TakKXe OTMETUTb NOCTATOYHO CTaOUIbHOE TeUYeHUeE
nurabeTa — MpU OTCYTCTBUU CaMOKOHTPOJIg ypoBeHb HbA |,
Ha MHCYJTMHOTepanuu 6611 7,1%, M HEBBICOKYIO ITOTPEOHOCTD
B uHcyauHe — 0,5 En/Kr macchl Tena.

IIpencraBieHHBINH KIMHUYECKUI caydail JeMOHCTPU-
pyeT HEeOOXOAMMOCTD MPOBEACHUS MOJIEKYJISIPHO-TEHEeTUYE-
CKOTO HCCJIEIOBAHUS Y ETe U MOAPOCTKOB C (heHOTUIIOM
CJ12 nHa MODY npu oTCyTCTBUM MHCYJIMHOPE3UCTEHTHOCTH
B CIy4ae JOMWHAHTHOTO HACJIEIOBAHUS B CEMbE.

Asmopbt dexaapupyrom omcymemeue KoH@AuKma uHmepe-
€08 npu N0020MogKe nyOAUKAYUU.
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