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B nocsiefiHee ICCATUIICTIE CTAJIO SCHO, YTO HE BCE CITyYau Ina6eTa, PA3BUBIICTOCS B IETCKOM U MIOIPOCTKOBOM BO3PACTE,

ABJAIOTCA AuaberoM 1-ro uma. Bee vame y gereit ¥ NOAPOCTKOB YAAEeTC UACHTU(DULIMPOBATh CAXAPHBIN AuabeT 2-ro
tuna (C[, 2), MODY w1, a Takke 6oiee peakue CUHAPOManbHble (popMbl uadera. MODY BKIIOUAET B ce6s1 HECKOIBKO
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KIMHUYECKN U TCHETHYECKHU IeTEPOTeHHbIX TOATUIOB. HejaBHue HCCIeIoBaHNs U3MEHIH ToHuManie MODY-ua6era.
Beuto obHapyxeno, uto MODY MOXeT pasBUTBCA B MOJMHOLEHHBIA AUA0eT fake B Bopacte 50 jer. Takum 06pasom,
1po6eMsl P HEPEHIINAILHON JUATHOCTUKY CAXAPHOTO ANA0ETA ABIAIOTCS AKTYAIbHBIMU U B HAIIE BPEMSL.

Knioueguie cnoea: caxapblil iuadet, MODY-1na6eT, HacIeACTBEHHOCTD, MOJIOAbIE MAIIUEHTDI, TEHETUUECKHE UCCTIE0-

BAHUA.

In the last decade, it became apparent that not all cases of diabetes that developed during childhood and adolescence, are
type 1 diabetes. Increasingly, children and adolescents can identify type 2 diabetes mellitus (DM 2), MODY type, as well as
more rare syndromal forms of diabetes. MODY includes several clinically and genetically heterogeneous subtypes. Recent
studies have changed the understanding of the MODY-diabetes. It was found that MODY can develop into a full-fledged
diabetes, even at the age of 50 years. Thus, the problems of differential diagnosis of diabetes are relevant in our time.
Key words: diabetes, MODY-diabetes, family history, younger patients, genetic research.

B nacrosamee BpeMsa caxapHbii guader (ClI) Bbimen Ha
TPEThE MECTO CPEAN XPOHUUECKUX 3A00JIEBAHUI Y IETEN [4].
[Tocnepunit koucencyc, npuaaATei ISPAD (International
Society for Pediatric and Adolescent Diabetes), onpezenser
CJ1 Kax rpymmy MeTaboIMYeCKUX 3200€BAHUI, XapAKTepH-
3YIOMUXCA THIEPIIMKEMUEH, OOYCIOBICHHON HAPYIIEHUSA-
MU CEKPELUN UHCYINHA, IEHCTBUA HHCYIMHA U OOCUMU
IpUYUHAMU. HapymeHus yraeBoiHoro, JKUPOBOTO U GENKO-
BOTO 0OMEHA, KOTOPBIE BOHUKAIOT TIPX AUAOETE, ABMAIOTCA
CIIEACTBUEM Jie(DULINTA ENCTBYA NHCYIMHA HA TKAHU-MUALIIE-
Hu [12]. Jo mocnegHero BpeEMEH! B IETCKOM BO3PACTe BCE
cyyau MaHuectanuu Cll ¢ KKI0H, TOTNyPUE, OJIHHIL-
CHEN U TIOTEPEN B BECE, IIPU HAIMYUHN [IOBBIICHUA [TIMKE-
MUH, OTHOCUJH K 1-My, ayTONMMYHHOMY THITy IHA0€T4, KO-
TOPBII, B KOHEYHOM CUETE, PA30BBETCA B A0COMOTHYIO HHCY-
JIMHOBYIO HEJJOCTATOYHOCTH € TIOTPEOHOCTBIO B UHCY/INHO-
TepANuK. B nociesHee fecATIIETHE CTAN0 OYEBUJIHO, YTO
HE BCE CITy4a /IUa0ETa, PA3BUBIIEIOCA B IETCKOM 1 OJPOC-
TKOBOM BO3PACTe, ABNAIOTCA AuabeToM 1-ro tuma [7]. Bee
qame y feTed U MOAPOCTKOB YAAETCA MAEHTU(DULIUPOBATD
caxapHblil uader 2-ro tuna (CH 2), MODY Tum, a Taxxe
6onee peaKue CHHAPOMATbHBIE (POPMBI AnabdeTa. FcTuHHAA
PacpOCTPaHEHHOCTD “Mradera He 1-ro Tuma” B AETCKOM U
IOJPOCTKOBOM BO3PACTE HEU3BECTHA, IPEATIOIATAETCH, YTO
OH4 MOKET J0CTUraTh 10%. D10 HabmogaeTca Ha (POHE BCe
Bogpacraromeit pacpocrpanennoctu Gl 1-ro tuna (CJ 1).
XOTA rFeHETUYECKHE CUHAIPOMBI BCTPEYAIOTCA PEJIKO, BCE BME-
CTE OHU COCTABJIAIOT IPUOIUZUTENBHO 5% CPE/IM BCEX JIETEN
¢ CII [1]. BaXHOCTD AMATHOCTUKY 3TUX CUHAPOMOB JUIA Jie-
Tel 3aKI0YA€TCA B IPAMOTHON UACHTU(DUKALUN U JIEYEHUN
COCTABJIIONINX CUHAPOMA IPOABICHII 1 OC/IOKHECHUIA, A 111
poAUTENeit — B BO3MOKHOCTH HOAYYUTb MEIUKO-TEHETHYEC-
KYIO KOHCYJIBTAIUIO U COOTBETCTBYIOIUE PEKOMEH/IALINN.
Pasnuyusd B HACAENCTBEHHON NEpefdve IPU PA3HBIX CUHJI-
POMax MOTYT NOTPEOGOBATH PA3NTMYUI B TIOAXO/E K I€HETH-
YECKOMY KOHCYJIBTHPOBAHMIO U PEKOMEHanmaM [1]. Takue
CJIy4au UMEIOT OTPOMHOE Hay4HOE 3HAYEHNUE, IOCKOIbKY OHI
ABJAIOTCA IIPUPOAHON MOJIEIBIO, O3BOJIAIONIEH U3YIUTh OC-
HOBHBIE MEXAHWM3MBl PA3BUTUA HAPYMEHUN YITIEBOZHOTO
06MeHa. C pa3BUTHEM MOJICKYIAPHOI I'€HETUKU TTOABUIACH
pEanbHAs BO3MOKHOCTD U3YUCHUS TEHETHUCCKUX MYTAINH,
YTO MO3BOJAET MPOBOJUTb KOPPEAIMOHHBIN aHANU3 MEX-
1y KIMHUYECKMMU MPOSBICHUAMU U TCHOTUIIOM U UCKATh
HOBBIE TEPANEBTHYCCKUE TOAXOJIbI, OCHOBAHHBIC HA Pa3BU-
BAIOMUXCS 3HAHUAX O TEHAX ¥ (PYHKIMAX KOAUPYEMBIX UMU
6enKoB. COOTHOWIEHNE PA3INYHBIX HEUMMYHHBIX (hopM CJ
TIOKA /1260 U3ydeHO. Cpe/Iv HOBBIX CYY4€B 3a001EBAHUS B
Benmko6puranuy B TeueHue 13-MecsuHOro nepuoja “ua-
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6er He 1-ro THNa” UAEHTUPUIMPOBAH B 168 CIIy4asx; U3 HUX
40% — nuaber 2-ro Tina, 22% — BTOpUYHbIi Auader, 10% —
MODY, 10% — cunapomanbHbii guabert, u'y 20% popma aua-
6era He 6pu1a yeraHoseHa [10]. BakHo pasimyats atu op-
MBI 3200/ICBAHUA 1 YCTAHABIUBATh TOYHBI IMATHO3, TAK KAK
c1y4au auadeTa He 1-ro TUma OTIMYAIoTCA B JIEYEHNUH U OC-
JIOKHEHUAX OT inabeTa 1-T0 Tia. B paze ciydaes nmerorcs
TAKKE ONPEEIEHHBIE CIOKHOCTU B AU((ePEHINANLHON 1-
arHocruke CI 1, C/I 2 u MODY, a Taxke Mex/y OT/A€/NbHbBIMA
TEHETUYECKUMU CUHIPOMAMH, ACCOIMUPOBAHHBIMU C JIHa-
6etom [6]. COBPEMEHHBII YPOBEHb JMATHOCTHIECKUX BO3-
MOKHOCTEN MEUIIUHBI TO3BOJAET MPABILHO ONPEAETUTD
THI CAXAPHOTO MA0€TA Y MAIUEHTA B ICBATH CIIYYadX U3
gecary. OHAKO HE PEKU CUTYALMH, KOIZId TEUEHHUE frade-
Ta OTIUYACTCA OT MPUHATBIX Ui 1 WM 2-1o TUIa CTanaap-
TOB. KaK pacIieHUBATh NEPUOMYECKOE MOBBIIEHNE YPOBHA
caxapa y pebeHKa B juanasone 6,2—-8,0 MMOJIb/JI, KOTOPOE
HE IIPOIPECCUPYET IOZAMK U HE IIPUBOAUT K “KIIACCUYECKO-
My” anabery? Kak OTHOCHTBCA K “MeJOBOMY MECAITY”, KOTO-
PBIF UTC 60JBIIE ABYX J1eT? [ToueMy y OIHOTO pedeHKa ¢
AuaberoM 1-ro TMHA BBICOKAsA NMOTPEOHOCTh B MHCYIMHE,
KpaitHe J1aGUIbHOE TEYEHNE, HECMOTPS HA TIATEIbHBIN Ca-
MOKOHTPOJIB, Y PYTOTO K€ 034 MHCYINHA HE MEHACTCA TO-
JAMH, IIMKEMUA IPAKTUYECKT HE KOHTPOIMPYETCH, 4 TTOKA-
3ateny HBALC OTpaxaoT XOpOomylo KOMIEHCAIUIO 3a001¢-
BaHuA? O MOJOOHBIX BEMAX 34/[yMBIBACTCA, KAK MAHHIMYM,
5% MOJIEH, Y KOTOPBIX OCTAB/IEH AUATHO3 “CaXapHbIH na-
6er”. Beib IUMEHHO B TAHHOM IIPOLICHTE CTY4AEB BBIABIACTCA
TaK HasblBaeMblil MODY-1uabeT 3peoro Tuma y MOJIOAbIX
(Maturity-Onset Diabetes of the Young). B turepatype ynor-
pebnAoTCA U Takye anprepHarusHeie MODY Ha3BaHMA, KAk
CEMEHMHBIN AMA0ET C JOMUHAHTHBIM TUIIOM HACICIOBAHMS
WM “MacoHCKHIT” inaber [2). Kak 3anogosputs MODY? Ecim
KIMHAYECKA KAPTUHA CXOKA C CAXAPHBIM MabeToM 1-r0
THIT, HETUIIMYHBIMUA OKQKYTCS HIDKEOTMCAHHBIE CUMIITOMBL:
OTCYTCTBUE KETOAUI032 (ALETOHA WU KETOHOBBIX TEN B
Moye) pu MaHupecranuy; kKomnencanus (HbA1 ¢ < 8%) na
(poHE MaJION MOTPEOHOCTH B UHCYIIMHE; TUTENbHAS (HE Me-
Hee 1 roaa) pemuccust (“MeIoBbIE Mecsl] iuabera”) 6e3 1e-
PUOJIOB IEKOMIIEHCALIMY; COXPAHEHUE CEKPETOPHON AKTHB-
HOCTH B-KIETOK (YpOBEHb C-TIENTHIA HAXOAUTCA B MpEsic-
JIAX HOPMBI); OTCYTCTBHC MAPKEPOB AyTOUMMYHHOM PEAKIIN
IPOTUB P3-KIETOK (aHTHUTENA K -K1eTKaM, GAD, MHCyIuHY),
orcyrcTue acconuanyu ¢ HLA. O643aTebHbIM B CIydae ¢
MODY gBifercd HaIMYUe NPAMBIX POLCTBEHHUKOB (OTELl,
Martb, GaOYIIKY, JEAYIIKA) C CAXaPHBIM IMA0ETOM, IECTALH-
OHHBIM /INA0€TOM, HAPYIIEHUEM TOJIEPAHTHOCTH K YITIEBO-
JaM, TIOTPAHUYHOM I'UIEPITIMKEMUEN HATOmAK [13].
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MODY - HEOZHOPOAHAA IPYIIA 3a00/I€BAHUI, XaPAKTE-
PHU3YIONASACA AyTOCOMHO-JIOMUHATHBIM TUTIOM HACTIE/IOBAHNA
1 0OYCIOBNEHHASA MyTALMAMH I'€HOB, TPUBOAAIIMX K IMCPYH-
KIIUK [-KIETOK MOJPKETY0UHOMN JKee3bl. BriepBble TEpMUH
“IrabeT 3penoro TUMa y MonoAbX” 1 abopesuatypy MODY
BBenu S. Fajans u R. Tattersall B 1975 & g onpenenenus He-
IPOrPECCUPYIOMETO MM MAIOPOTPECCUPYIOMIETO AnadeTa
Y MOJIOABIX ITAITUEHTOB C OTATONIEHHBIM CEMEVHBIM AHAMHE-
30M [19]. MODY BKII0Ya€T B C€651 HECKOJIBKO KIMHUYECKU 1
TeHETUYECKU T€TEPOTEHHBIX IIO/THIIOB. B aTorenese Mera-
fonmmaeckrx Hapymenuit npu MODY Bezymyio posb 00bd-
HO OTBOJIAT IEPBUYHBIM HAPYIMICHUAM CEKPEIIUN HHCYINHA.
AMEPUKAHCKadA JUAOETONOTUYECKAA ACCOLUALMA OTHOCUT
MODY « dopmam CJI, 00yCJIOBIEHHBIM I€HETUIECKUMU JIE-
(bexramu B-Kknetok. OHAKO CIEAYET YYUTBIBATD, YTO HEKO-
Topble nogThnsl MODY ¢BA3aHBI ¢ AUCHYHKIMEN TOYEK 1/
WIN [EYEHH, 4 TAKKE C UHCYIMHPE3UCTEHTHOCTRIO [2]. Cun-
TAETCA, YTO TIEPBOEC YIIOMUHAHUE B JINTEPATYPE OZHOIO U3
MOJATHUIIOB 3TOTO ina6eTa (o-BuguMomy, MODY2) npunaj-
nexur PJ. Cammidge, kotopeii eme B 1928 1. ykazan Ha T,
YTO “IOMUHAHTHBII TUI UIMEET IIPAKTUIECKHU BCEIVIA MATKOE
TEYEHHUE, JIKE Y OOJIBHBIX MOJIOOTO BO3PACT4, U MOKET IIEP-
CHUCTUPOBATH B TEUEHNE MHOTHX JIET €3 BBIPAKECHHBIX IPO-
ABNEHUI WM 3HAYUTETBHOTO BAUSAHUA Ha OOIIIEE COCTOSHUE
3710pOBb”. I1€PBbIE IPOCIEKTUBLIE UCCIIEA0BAHNA, IPOBOAU-
Mbie ¢ 1960 T, MOKA3A/IH, YTO TTMKEMUS Y YACTU GOTBHBIX
MODY B Teuenue 30 u 607ee 1eT MOKET YCIEMHO KOHTPO-
JIMPOBATHCA NPENApaTaMu CyIb(POHUIMOYEBUHBI [2]. BbisB-
nenue MODY 6e3 MOMEKY/IAPHO-TEHETHYIECKOTO UCCIEA0BA-
HUA HE BCEIZd ABIAETCA MPOCTOM 3azauert. K coxanenuo,
nyreM c60pa CeMENHOTO dHAMHE3 JOCTATOYHO CJIOKHO YC-
TAHOBUTD (DAKT ayTOCOMHO-JOMUHAHTHOTO HACJIE/JOBAHYAL
Jaxe B ceMpax, rae Cll HAOMOAAETCA B TPEX NOKOJIEHUAX,
3260/I€BAHNE HE 0OA3ATENBHO IO CBOEH TIPUPOJE ABIACTCA
MOHOTI'€HHBIM. “TICEB/I0/IOMUHAHTHOCTB” BC/IE/ICTBHE B3AUMO-
JENCTBHA HECKOJIbKUX T'€HOB MOKET UMETh MECTO U TIPH T10-
smreHHoM CJI 2-ro tuma. OfHAKO, KOI/Ja PeAKUI (PEHOTHUII
CJl ¢ panHelt MaHupecTanyeil HabMOJAETCA HE TONBKO B
HECKOJIBKHX TIOKOJICHUAX, HO U B PA3HBIX BETBAX I'€HEAIOT Y-
YECKOTO JIPEBA, BKII0YAS IBOIOPOJHBIX U TPOIOPOHBIX Opa-
TBEB U CECTEP, YCTAHOB/IEHUE (DAKTa MOHOTEHHOCTH 320071€-
BAHUA C dyTOCOMHO-JIOMMHAHTHBIM THIIOM HACJIEOBAHUA
ynpomaetcs. CIeayeT OTMETUTD, YTO 6€3 MOJEKYIAPHO-TE-
HETUYECKOTO aHAIM3d OCOOEHHO CIOKHO BbIEIUTh MODY
IPH OTCYTCTBUY UCYEPIIBIBAIONUX CBEJICHUN O POZICTBEHHHU-
KaX WIN B CIIOPAANYECKUX CIYYAAX — [IPA HOBBIX MyTAIVAX.
B mocnepname rogpt cuuraercs, yto MODY coctasser 2-5%
ot eex cyyaes CJI. TH. Lindner (1999) cuuraer, 4To TOMb-
KO B [epMaHuy ¢ HacesneHueM 6osee 82 MIH 4€IOBEK OKOJIO
60000 mur; umetor MODY [14]. Jlo HACTOAMIETO BPEMEHU
MAJIOU3Y4EHHBIM OCTA€TCA BOIPOC, KACAIOMUIIC YACTOTHO-
I pacnpesesnenus pasHeix nogrunos MODY. CornacHo ana-
JIM3y TIOKa3aTeseit 67 cemetrt, poBeicHHOMY BO PpaHIuy, B
63% cy4aes y 6ombHbIX uMeercs MODY2 u B 21% ctydaes —
MODY3. B 16% ciydaes MODY GbU1 0GYCTIOBIEH MYTAIUEH B
HEM3BECTHOM JIOKYCE WM JIOKYCaX. B nieHTpansHon Mranun
MODY2 BuigBI€eH y 25%, @ MODY3 — vy 15% OONbHBIX.
TM. Frayling u coast. e MODY2 y 11%, a MODY3 y
73% aHrMUNACKUX fieTel [9]. [IorydeHHbIE pE3YIBTATEL, 6€3yC-
JIOBHO, OTPAXKAIOT OCOOEHHOCTU COOPA CEMENHOTO MATEPU-

414, 4 TAKKE PA3IUYUA B TEHETUYECKOM (DOHE MOMYJIALMIL
Kmmnnueckas rereporeHHocts MODY 6b11a OUEBUHON Ve
C MEPBBIX NyOIMKALMIA [3]. BOIpOC reHeTYeCKol reTepo-
TEHHOCTU B OOJIBIION CTENEHH ObUI PEWIEH C IPOACHEHYA
TeHETUYECKON OCHOBBI 3a60/1€eBanud. [lepsoiit ren MODY
(MyTaIys reHa IMIOKOKMHA3B!) ObUT HACHTU(UIIUPOBAH B
1992 1. K HacrosieMy BpeMEHN U3BECTHO 9 I'€HOB, MyTaLIIU
B KOTOPBIX NPUBOAAT K passuruio MODY [11]. &1 rensl Ko-
JUPYIOT ITIIOKOKUHA3Y, KOTOPAA KATATU3UPYET (POCHOpHIn-
POBAHME ITMIOKO3BI — NEPBYIO PEAKIUIO €€ METAO0MM3MA Ha
nyti 06pazoanus ATP [16], 5 (HakTOPOB TPAHCKPHUIINN
(apepubiil pakrop remarouutos — (HNF)-la, HNF-16,
HNF-4a, paxrop-1 peryauun npoMoTopa reHa UHCYIHA
(IPF-1) u (paxTop HEMPOreHHON AUP(HEPEHLUPOBKY-1
(NEURO-D1)). ®akropbl TPaHCKPUIILUY — 3TO OEJIKH, KOTO-
PBIE CBA3BIBAIOTCA C TPOMOTOPHBIMU PETMOHAMH B I'€HAX U
AKTUBU3UPYIOT TPAHCKPUILMIO B TpaHCIOPTHOH PHK. OHn
UHUIMUPYIOT IPOAYKIMIO OEIKOB, KOTOPBIE ABIAIOTCA BAXK-
HBIMU B PA3BUTUHU TIOJUKENYAOUHON JKee3bl. Kax/plil reHo-
TUII IPOU3BOJUT YHUKAIBHBIN (peHOTHI [9]. B Benmukobpu-
Tanuy, Hopseruuy, [epmMaHuy, a TAKKe B HEKOTOPbIX a3UATC-
KUX CTPAHAX HAUOOJIEE 9aCTO BCTPEYAETCA MYTAIlUA
HNF-1o (HNF-1o; MODY-3), cocranss 6omee 60% Beex cy-
yaes MODY. Myranuu B rese IMmokokuHassl (MODY-2) nme-
0T HAUOOJBIIYIO PACIPOCTPAHEHHOCTD B Mtamu n Opan-
1y [17]. Ha om0 0CTaIbHBIX U3BECTHBIX I'€HOB IIPUXO/UT-
ca meree 10%. V 15% nanuentos ¢ MODY myrauuy He ujieH-
TU(ULUPOBAHDL ¥ OTHECeHB K MODY-X. HepasHue uccie-
JIOBAHMS M3MEHMIN ToHuManue MODY-1uabera. Beuto 06-
HapyxKeHO, 4T0 MODY MOXeT pa3BUTHCA B TOTHOLCHHBIN IU-
a6er gaxe B Bo3pacte 50 et Y MaueHTOB, IMEIOMUX My-
TaHTHBIE TeHbl 10 MODY-zma6ery, B 65% CJI pa3BuBaics B
Bo3pacre 10 25 ner u B 100% — B Bo3pacte 50 mer. Taxxe
6bLI0 OOHAPYKEHO, YTO PH HACIEOBAHUHN HE OJIHOTO, 4 [IBYX
IeHOB ¢ MyTanusamu 1o MODY-nuabery (T.e. 0T IByX pOAnTe-
JIeit), 3601eBAHNE UMECT TSKENIOE TeUEHUE, HAeHTHYHOE Gl
1-ro tuna [18]. PaccmoTpum 6onee nogpOOHO NOATUIILL
MODY-ana6era, Tak KaK BCE OHU UMEIOT Pa3HbIE KITMHIYEC-
Kue npossieHud. B 1997 . 6bu10 yeTaHOBIEHO, 4T0 MODY1
00YCIOB/IEH MyTALUAMHU T'€HA, KOAUPYIOWIETO AflEPHBIN (haK-
TOP-40L FENATOLUTOB. DTOT (PAKTOP OTHOCUTCA K HAZICEMEN-
CTBY CTEPOU/IHBIX /TUPEOU/IHBIX PELENTOPOB U ABJACTCA pPe-
TYJIATOPOM SKCIPECCUH AZIEPHOTO (PaKTOPA- 10 TEMATOIUTOB.
[IpeAnonaraor, 4To AAEPHbIN (PAKTOP-40L FENATOLUTOB OKa-
3bIBAET OIOCPEOBAHHOE BIUAHKE HA (PYHKIMIO [3-KJIETOK,
U3MEHSAA SKCIPECCHIO AZIEPHOTO (DAKTOPA-10L TEMATOIUTOB.
SInepHbI (PAKTOP-4 0L TEMATOIUTOB IKCIIPECCUPYETCS B IIE-
YEHH, MOUKAX, KUIMEYHUKE U OCTPOBKAX TOLKEMYIOUHON
xenessl 2] MODY 1 ommmuaercs 6071€€e BBICOKUM ITOYEUHBIM
TIOPOTOM /LIS TTIIOKO3BI U 60J1€E MO3AHEH MaHU(eCTAIUET.
[TarenTHl YyBCTBUTEMBHEI K IPEMApaTaM CyIb(OHUIMOYE-
BUHHI [5].

MODY?2 (MyTaruu reHa INIOKOKUHA3bL ). [1epBbIMY BbIAB-
JIEHHBIMU TreHerndeckumu gedexramu (1992) npu CJJ oxa-
3QJTUCH MyTAI[MH T€HA IMIIOKOKUHA3B! — (DEPMEHTA, KOTOPBIH
BOBJICYEH B META00/IM3M IMIOKO3HI [15]. K Hacrosmemy Bpe-
MEHH ONUCAHO 60see 150 PA3INUHBIX MyTAIWil [TIOKOKU-
H432 OTHOCUTCS K (PEPMEHTAM CEMEHCTBA I'€KCOKMHA3. OHA
KaTamsupyeT mporecc GocopuIrnpoBatus IIoKo30-6-
(hochara, T.€. NEPBYIO PEAKINIO METAOOTU3MA [TIOKO3BL, TIPU-
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BOZUAIIYIO K 00pa30BaHuio AT® yepes IpOoLeCChl IMUKOIU3A.
V 4enoBeKa I'eH IMIIOKOKUHA3B! PACIIONOKEH Hd KOPOTKOM
IUIeY€ 7-1 XPOMOCOMBI X UMEET CTIOKHYIO CTPYKIYPY, BKIIIO-
YaIomylo 12 3K30HOB. BOJBIIMHCTBO OMUCAHHBIX MYTALAIl
PACIIONOXKEHO B 7 U 8-M 3K30HAX. [TIIOKOKMHA32 3KCIIPECCH-
pyeTca B B-KIETKAX, FEeMATOLUTAX 1 B OIPE/EIECHHBIX 30HAX
KOCTEMN. DKCIPECCHS KOAUPYIOIIETO €€ TeHa KOHTPOIUPYET-
CA IBYMA CHENU(PUIECKIMU TPOMOTOPAMU. B oTndune ot
JPYIUX I'eKCOKMHA3, ITIIOKOKMHA3a UMEET HU3KOE CPOAICTBO
K IJIOKO3€ U HE HHIHUOMPYETCS €€ IPOJYKTOM — ITIOK030-0-
(docarom [2]. brarogaps 3TUM YHUKAIbHBIM CBOYCTBAM,
CKOPOCTb (POCHOPUTMPOBAHKA TTIOKO3H B 3-KIECTKAX U Te-
MATOLUTAX MPONOPLUUOHAIbHA KOHLIEHTPALUU ITIIOKO3BL
CHIKEHUE AKTUBHOCTU MYTAHTHOU IMIIOKOKMHA3bI MOXET
IPUBOJUTD K YMEHBIIEHNIO IPUTOKA ITIIOKO3bI B B-KIETKU 1
TOBBIIEHHUIO TOPOTd KOHI[EHTPAIIUH [MIIOKO3bI, CTUMYIUPY-
IOIEN CEKPELIIO NHCYIMHA. CPABHEHNE CKOPOCTHU CEKPELIN
WHCY/IMHA TIPU PA3TMYHBIX KOHIIEHTPAIMAX ITIIOKO3BI ITOKA-
34710, YTO CHIDKEHUE CEKPEIIN NHCYIMHA IIPH IE(PEKTE III0-
KOKMHA3bI MOKET I0CTUraTh 60%. OTHAKO CIIEYeT OTMETHTh,
YTO OJJHU MyTAI[VU TIPUBOJAT K HE3HAUUTEILHOMY, 4 IPYTHE
— K BBIPAKEHHOMY M3MEHEHUIO KATATUTUYECKON aKTUBHOC-
TH 1/WHU IPYTUX CBOYICTB [MIIOKOKUHA3BL Y GOJBHBIX C MyT4-
[UAMU [TIOKOKUHA3bl HAPYIIEHB! TAKKE MPOIIECCH HAKOM-
JIEHNS [TIUKOT€HA B [IEYEHU U YBEIUUYEHA CKOPOCTb IVIIOKO-
HEeOreHesa. boiee TOro, Ipu NOAAEPKAHUN SYTIUKEMUN
(KI9MII-METON) Y GOMBHBIX 3TOM IPYIIIBL IPOJAEMOHCTPUPO-
BAHO HAPYLIECHUE TIOAABJIEHUA NPOAYKIUU IVIIOKO3bI IIeue-
HbBIO NP (PUBUOJOTHYECKUX KOHIEHTPAIUAX MHCYIMHA.
Be3yCcoBHO, 3TO TAKKE ABNACTCA BAKHBIM ITATOTEHETHYEC-
KIM (DAKTOPOM, OOYCIOBIUBAIONINM THIIEPIIKEMUIO IIOCTIE
IpUeMA MUK Y OOJIBHBIX 3TON TPYIIIBLL TAKIM 00pa3oM, B
IIATOTCHE3E THIEPITUKEMUN Y 60ABHBIX MODY?2 BaXKHYIO
POJIb, TOMUMO HAPYIIEHUN (PYHKINH -KIETOK, UTPAIOT Ha-
PYIIEHNA META00MM3MA [TIIOKO3BI B [IEYeHH. HeeMOoTps Ha TO,
uT0 11pu MODY?2 Hapymena (OyHKIUA B-KIETOK U eNaTOLu-
TOB, TMIIEPITTUKEMUS, ACCOLUUPOBAHHAA C A€PEKTAMU TUIO-
KOKMHA3bl, 0ObIYHO YMEPEHHAd. TeM HE MEHEE, HaPYIIEHUA
YIJIEBOAHOIO OOMEHA Y HOCUTEJIECH MYTAaLMil MOTYT OBITb
BBIABJICHBI YK€ B IIEPBBIC TOJIBI KU3HU (HambOJIeEe paHHUIM
BO3PACT MOCTAHOBKU KIMHUYECKOIO JMATHO3a — 1 roft) u
IPAKTHYECKA Y BCEX — K 3ABEPIIECHHUIO TTOMIOBOTO PA3BUTHAL.
Pasutre KeToanma03a He XapakTepHo 1 60MbHbIX MODY 2.
BBIPKEHHOCTD TUNEPITTUKEMUN HATOMAK MIPOIPECCUPYET
OYEHb ME/ICHHO U OGBIYHO JIOCTUTAET YPOBHS 6,7 MMOJIb /71
U BBILIE B CPeIHEM BO3pacTe. [le6roT 310l (hopmbl C/I y sKeH-
IIUH HACTYIIAET HECKOJILKO PAHBIIE, 9YEM Y MYKIUH, U OObIY-
HO OTMEYAETCA BO BpeMs bepeMeHHOCTH. Kak mpaBuio, Tomb-
KO Y HOXWIBIX JIUI] TUIEPIIMKEMUS COTPOBOXK/ACTCA KIN-
HUYECKUMH CUMIITOMAMU JiabeTa. fsHbiii C/l passuBaeTcs
NPUOIU3UTENBHO Y 50% UL, UMEIOMNX AE(DEKTHI [TTIOKOKH-
HA3BL

B 1996 1. 6BLTO YCTAHOBJIEHO, YTO MYTAIUHU SZIEPHOTO
(hakTOpa-10l FeraTOLUTOB, IKCIPECCUPYIOMETOCS B IEYCHH,
[B-KIeTKaX IOUKETyA0UHON KENe3bl U APYTUX TKAHAX, OTBET-
CTBeHHHI 32 passutre MODY3. fAxepusiit (pakrop-1p rema-
TOLIUTOB ABIACTCA (PAKTOPOM TPAHCKPUIIIINH, KOTOPBII y4a-
CTBYET B IKCIIPECCUM HECKOJIBKUX I'€HOB IEUEHH, 4 TAKKE
JEHCTBYET, KAK CJTAOBIY TPAHCAKTUBATOP I'E€HA UHCYINHA [2].
B Hacrogmee Bpema okono 100 MyTaruit 3Toro (haxkropa
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OOHAPYAEHO B PA3MUYHBIX NOMyAANMAX. Kak y i ¢ pas-
BUBIINMCSA IMA0ETOM, TAK U Y HOCUTENEH MyTaIuil 6e3 na-
6eTa XapAKTEPHBIM AB/IAETCA HAPYLIEHUE CEKPELIUU UHCYIIH-
Ha B OTBET HA BBEJJCHUE IVIIOKO3bI WM JIEHIIUHA [IPU OTCYT-
CTBUHU BBIPLKEHHON MHCYIUHPE3UCTEHTHOCTH. [y MODY3
XAPAKTEPHO OTHOCUTEJIBHO IIO3JHEE HAYAI0, HO 3aTEM —
OBICTPO MPOIPECCUPYIONIEE PAZBUTHE 3A00IEBAHUSA OT Ha-
PYIMIEHHO! TONEPAHTHOCTH K IMIIOKO3€ /IO ABHOTO AMA0ETA.
[0 10-11eTHETO BO3PACTA OOJIBITUHCTBO HOCUTENEN MyTAIIUH
UMEIOT HOPMOIVIMKEMHIO HATOIAK. Y JIETEH 6OMEE CTAPIIETO
BO3PACTA [OKA3ATENN TNIMKEMUU HE3HAYUTE/IBHO TIPEBBIIIA-
10T BEPXHIOIO I'DAHULY HOPMBL OJHAKO B XOJ€ MEPOPA/Ib-
HOH IIPOOBI HA TONEPAHTHOCTD K rymiokose (IIITTT) y nux
BBIAB/IAETCA TUII KDMBOU, XAPAKTEPHBIL [ firadera. [1o cpas-
Henuio ¢ MODY2, npu Bapuante MODY3 Habmoznaercs 60-
JIe€ TAKEIIOE TEUEHHE, YACTO PA3BUBAIOTCA OCIOKHEHNUA [I1a-
6eTa, 0cobeHHO pernHonatyd. ¥ 60bHbIX MODY3 peruto-
ATy BCTPeYaeTcd B 3 pasa vauie, yeM y iy ¢ MODY2, o B
2,6 paza peske, ueM y 60mbHbIX CJI 2-r0 THIIA C TO3/IHUM Ha-
YAIOM 3200/1€BAHNA. Pa3BUTHE PETUHOMATHN Y GOJIBHBIX
MODY 3 3aBUCHT OT KaueCTBA KOHTPOJIA [TIUKEMUH U, B MEHb-
e CTENEHH, OT JUINTEIBHOCTH AuabeTd. C OKUPEHHUEM,
JAUCTUNUAEMUEN U apTepranbHoi runeprensuert MODY?3
aCCOMUPOBAH He 6onee, yeM CJl 1-ro Tuna. B ommyue ot
MODY?2, runeprivkemus y 60mbsHbx MODY?3 00bI4HO pas-
BUBAETCA K 3ABEPIIEHMUIO [IOJIOBOrO co3pesanusa MODY4 (My-
TALUN IeHd (PaKTopa-1 peryinuyu npoMoTopd reHa UHCY-
JuHa). Gakrop-1 peryaanuu reHa IpoMOTOpa UHCYINHA
(IPF1) asngercs (hakTOpOM TPAHCKPHUIILUK, KOTOPBIIA KOHT-
POIUPYET PA3BUTHUE TOKENYAOUHON JKENE3DI U SKCIIPECCUIO
KJIIOUEBBIX ['€HOB (-KIETOK, BKIIOYAs I'€H NHCYIUHA. JleexT
[PF1 mpUBOANT K HAPYMIEHHIO PA3BUTHA 3-KIETOK, 4 TAKKE K
HAPYIIEHUIO 3KCIPECCUU IEPEHOCYNKA II0K03bL, GLUT2, n/
WX DIOKOKUHA3EL HOBOPOXKIEHHBIE C MYTAlUAMU OOOUX
AJIEJIEN UMEIOT areHE3HIO TIOKENYL0YHOM KENIE3DI [2].

[Toprun MODY, o603Hauaembiit kak MODY 5, 06ycros-
JIEH HAPYIIEHUAMU T€HA, KOAUPYIOWETO AEPHBIN (PaKTOp-
1 remaTonuTOB, KOTOPBIH PETYANPYET TPAH-CKPUIIIUOHHYIO
aKTUBHOCTb U (DYHKIIMOHUPYET KAK TOMOJIUMED U TETEPO/IN-
Mep. fAepHblit pakTop- 13 TenaTonuTOB 3KCIPECCUPYETCA B
HOKENYIOYHON JKeJle3e U OYKaX. B Hacrodliee BpeMs Us-
BECTHO, YTO MyTALMA ['€HA, XAPAKTEPHAd JJI4 3TOIO TUIA 3-
OOMEBAHNA, PEAKO TIPUBOAUT K PA3BUTHIO AUAOETA, HO B CE-
MBAX TIPOCIEKUBACTCA ATOIOTUA PAZBUTHA TOYEYHON TKA-
HI: TIOJIMKUCTO3 TIOYEK, I0YEYHAS JUCIUIA3MA, OYEHD YaCTO
JAUATHOCTHPOBAHHAA YK€ BHYTPUYTPOOHO. K ApyruM nposs-
JICHUAM OTHOCATCA TIATOJIOTYSA PA3BUTHA MATKU U MOJIOBBIX
OpPTraHOB, TUTIEPYPUKEMHUS, TOAIATPA U HAPYIICHUS (PYHKIIUH
nedeHu. bospaeie ¢ MODY 5 HE 4yBCTBUTENBHDL K IIPENapa-
TaM CyIb(POHMIMOYEBUHBI ¥ TPEOYIOT HA3HAUCHNS HHCYIN-
HA. Y OOJIBITMHCTBA OONBHBIX JAETEH C STUM THIIOM JHA0CTA
HAPYILIEHA B PA3TUYHON Mepe 3K30KPUHHAA (DYHKIIMA TOJ-
KEJTYLOYHO KENESDL.

MODY 6 BO3HHKA€T NPY MyTAIMHU I'€HA TPAHCKPHIIIIH-
OHHOT0 (DAKTOPA, KOTOPBII HA3BIBAIOT (DAKTOPOM HEMPOTEH-
HO! i depeHuauy 1, pacroo)keHHOro Ha 2-1 XpOMO-
come. NeuroD1 crtoco6CTBYET TPAHCKPUIIIIAY I'€HA HHCYIIH-
H4, 4 TAKKE HEKOTOPHIX T€HOB, Y9ACTBYIOMHX B (DOPMUPOBA-
HHU -KIETOK U 9ACTH HEPBHOM CUCTEMBI [8]. OTOT NOATUIL
Irabeta ABIAeTcsa ofHoN u3 peakux popm MODY. Tombko 3
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POJIb MODY-JIMABETA B CTPYKTYPE 3ABOJIEBAEMOCTH...

CEMBH C MYTAIMAMH JAHHOTO T'€Ha OBUIN OIPE/EIEHBI IO CUX
HOp. DOMBIMHCTBO YIEHOB CEMBHU C IMA0ETOM ObUIN JIar-
HOCTHPOBAHEL I0CE 40 JIeT.

MODY X: gpyrue Bo3moxHubie (popmbe MODY. M3BecTHbIE
6 BUJIOB, OIIUCAHHbIE BHIIIE, COCTABIIIOT OKOJIO 85-90% C1y-
Ya€B, HO MPEAIONATAETCA, UTO CYIECTBYIOT U Apyrue dhop-
MBI, IIPUYMHBI KOTOPBIX €LIE TIPEACTOUT OLPEAEIUTD.

WTaK, Mbl BUJIUM, KK BAKHA NIPABUIBHAS JUATHOCTHKA
trna CJl mpu ae61oTe 3a601eBaHuUA. XOTA JAHHBIE OCIEIHUX
JIET CBUJIETETIBCTBYIOT O HAJIMYMU HEMMMYHHBIX (DOPM Caxap-
HOTO INa6€Ta B IETCKOM ¥ MOJIOZIOM BO3PACTE, A0COMOTHOE
OOMBIMHCTBO JIETEN C CAXAPHBIM IMAOCTOM UMEIOT I1a6ET
1-ro Tuna. [Ipo61eMb! BOSHUKAIOT IIPU BBIABIEHUN HEBBICO-
KO TUIEPITMKEMUH, 9ACTO OOHAPYKUBAEMON CIIy4aliHO, B
OTCYTCTBUE KIMHNYECCKUX MPOSABICHUH, KOIVIA PEYb MOKET
UJITH O PAHHEN IMATHOCTHKE i1abeTa 1-ro ThIa oo o MAr-
KO MaHU(ECTAINU 3200/1EBAHNS, XAPAKTEPHON 171 1nade-
Ta 2-ro Tuna wix MODY. bonbimoe 3Hauenue npu gudde-
PEHIMANTBHON AuarHocTuke Tuna CJI uMeeT TIiaTeabHbl
CO0p aHAMHE3A: OTATOMEHHAS HACIEACTBEHHOCTD 1O ClI,
0COOEHHOCTH IE00TA (BO3PACT, HATUYKME KETOAIN/I03a), UC-
TOJIb3YEMBIE 103bl MHCYIMHA 32 BpeMs 3200J1eBaHUs. VIMeH-
HO Ha 3TOM 3TAIIE, €CIIU Y BPA4d €CTh COMHEHHS B IOCTAHOB-
K€ IMaTHO32, OUYEHb BAKHO HANPABUTH NAIMEHTA HA JIONOJ-
HUTEJIBHBIE UCCIEA0BAHNA: onpesieneHue AT K B-KieTkam, K
GAD, C-nerrrupa, UPY, MOJIEKYJIAPHO-TEHETUYECKOE UCCIIE-
JloBaHue. He CTOUT 320bI1BATh, UTO TIPABU/IBHASA MOCTAHOBKA
JMATHO32 BEIET K HA3HAYCHUIO a/ICKBATHON Tepanuu. [Ipu
CJ1 1-ro THIa HEOOXOUM K30TCHHBIN MHCY/NH, TOT/IA KaK
npu MODY-zna6eTe 3(p(pEKTUBHBI TPEMAPATHI CYIb(OHWI-
MOYEBUHBL

[Ipo6nemst upepeHITATbHON JUArHOCTURH ThIT ClI
ABJIAIOTCA AKTYAJIbHBIMU, OCOOEHHO Y MAIIUEHTOB MOJIOZOTO
BO3pACTA. M XOTS COBPEMEHHAS MEUIIMHA UMEET IUPOKUE
JAUATHOCTUYECKHUE BO3MOKHOCTH, OCTAETCS MHOT'O 3AI'4/IOK B
MPAKTHKE BPa4a-3H0KPUHONIOTA.
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