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I'EHETUYECKUE XAPAKTEPUCTUKUN JTUABETA MODY 2 B CUBbPA

Aniia Koucrantunosna OBCSIHHUKOBA

OI'BY HUU mepanuu u npogunaxmuyecxoii meouyunvlt CO PAMH
630089, 2. Hosocubupck, yn. bopuca boeamxosa, 175/1

C 1enbio onpesesieHus TeHeTHYeCKUX ocobennocteil quadera MODY 2 B Cubupu ObUT IPOBE/IEH OCMOTp 78 4eoBek
¢ caxapusM auaderom (CH; 33 marmenTa — ¢ CII 1 tuma, 33 — ¢ C/] 2 Tuma, 12 — ¢ neBepudunmposanasiM Trrom CJI)
c 1e010TOM 3a00JIeBaHus 10 25 JIEeT U OTATOIICHHOM HACIeCTBEHHOCTHIO 110 1nabety. Y 22 manueHToB (2 — ¢ BICTaB-
neHHbIM paHee auaraozoM C/I 1 tuma, 8 — ¢ C/I 2 tuna, 12 — ¢ neBepudunupoanuasiM TunoM CJI), IMEIOMUX HeXapak-
TEpHbIE JJIsl AMATHOCTHPOBAHHOTO THIIA ra0deTa MPU3HAKH, TPOU3BEICH 3a00p KPOBH JUIS MOJICKYJISIPHO-TeHETHYECKON
muarHoctuku auadbera MODY 2. V 5 manueHToB HailIGHBl MyTaIliH TeHA TIIIOKOKIMHA3EI M TOATBEPIKICH JHArHO3 AHa-
6er MODY 2.

KuroueBrble ciioBa: caxapHbiid auadert, nuadet MODY, Moso/ipie anueHThl, MyTallil, CEMCHHBI aHAMHE3.

PacnipoctpanenHocts caxapHoro guabera (CJI)
BO BCEM MHUPE YBEJIMYUBACTCA B AMUACMHUYECCKUX
MacmTabax, TaKKe pacTeT KOJINISCTBO MOJIOBIX TIa-
[IUCHTOB C JIAHHOM Ho30JyIoTHeH [2, 5]. OueHb BaXXKHO
CBOEBPEMEHHO OIpeNeNnuTh mpaBmibHbl THn C/l,
MTOCKOJIBKY HapsTy C KIIACCHYECKUMH 1-M U 2-M TH-
namu caxapHoro auabera (coorBerctBeHHo CJI 1,
CJI 2) cymecTByroT Oosee peakre HacaeICTBEHHBIE
(hopMBI, OTIIMYAKOIIUECS OT HUX KIIMHHUUYECKUM Teue-
HUEM U IIPOTHO30M. VIcTHHHAs pacpoCTpaHEHHOCTh
«caxapHoro muadera He 1 THTa» B AETCKOM H IIOI-
POCTKOBOM BO3pacTe€ HEU3BECTHA, MPEATNONATACTCS,
yTo oHa MoxeT nocturatk 10 %. He Bcerna ynaert-
cs1 OezommbOouHO BEIIBUTH TN CJl HA OCHOBaHWH
KIIMHUYECKUX MPU3HAKOB, B ATHX CIyYasiX CICIyeT
pPaccMOTpeTh BO3MOXKHOCTH HCIIOJIb30BAaHUS TOPMO-
HAJbHBIX, UMMYHOJIOTHYECKUX M MOJICKYIISIPHO-TE-
HETUYECKUX METONOB uccienoBanus. OnpeneiacHue
Takux TUIIOB Auadera, kak MODY, BO3MOXKHO JIMIIIb
C TIOMOIIBIO MOJEKYJISIPHO-TEHETUYSCKON JTUarHo-
CTHKH [6].

MODY - penkast MOHOTEHHO Haclemxyemas Ghop-
ma CJI, Bkmrogaromias B cedst 6onee 10 moATHIIOB,
CpeIy KOTOPBIX B POCCUICKOM TOMYIISIIIAN TTPEeBaH-
pytot nontunsl MODY 2 u 3 [1, 4]. lmaranoctuposa-
Hue nuabeta MODY umeeT Oomblioe 3HAYCHHE KaK
JUTSL TIAIIUEHTOB (OTCYTCTBYET abCONIOTHASI TTOTPeO-
HOCTh B DK30T'€HHOM HHCYJIHWHE, HOPMOTJIUKEMHUS B
OOJIBIIMHCTBE CITy4aeB JOCTUTAETCS COOIOICHHU-
€M JHETHI), TaK U JUISI UX POICTBEHHHUKOB (BBICOKAS
BEPOSITHOCTh HOCUTENIBCTBA MYTAIlMil Y HEKOTOPBIX
POICTBEHHUKOB, YTO TpeOyeT Ooiee TIIaTelbHOTO
cOopa ceMeHHOTO aHaMHE3a U OIPEACNICHUs IMOKa-

3areneil yrieBomHoro obomena). lo 80 % cmydaes
muabeta MODY He ompenensieTcss Wid JWarHO-
crupyetcst kak CJ[ 1, C/I 2, mo3ToMy MManmueHTam ¢
HEKOPPEKTHO JuarHoctupyeMbiM tunom CJI yacto
Ha3HauaeTcs HeaJleKBaTHas Teparus, 0COOCHHO HH-
cynuHorepanus [11].

Llenp nanHOW pabOTHI — ONPECIIUTh TEeHETUYC-
ckue ocobennoctr auabera MODY 2 B Cubupm.

MATEPHMAJI 1 METOJbI

s orOopa ManuMeHTOB HWCIOIB30BAHBI AIIEK-
TpoHHBIC UCTOpUHU Ooyie3Heil ['opomckoro perucrpa
mno caxapHomy nuaberty ropojga HoocuOupcka, B
KOTOpoM ObIIO 1242 3lIeKTpOHHBIE HCTOpHH 00-
ne3neit manpentoB ¢ CJlI ¢ meGrorom 3a00sieBaHUS
B Bo3pacte Momoxe 25 net (¢ CI 1 —1172 (94 %),
¢ CA2—-70 (6 %) gen.). Y 187 marmentoB (15 %)
M3 JIaHHOW BBIOOPKHM 3a0o0JieBaHUE OBUIO JHArHO-
CTHpPOBAHO B BO3pacre N0 25 IIeT, MPHCYTCTBOBA-
Jla OTATOIEHHAs HACJEeJACTBEHHOCTh [0 jauade-
Ty. ¥ 37 6onmpHbIX (20 %) BhIcTaBnen nuarHos CJI
2 tuma, y 150 (80 %) — CI 1 tuna. U3 aux B ®I'BY
HUW tepanuu ¥ npoduIaKTUUECKOW METUIIMHBI
CO PAMH 651110 nipurianieHo u odcienoano 78 mna-
IHUeHTOB: 33 — ¢ amarHoctupoBaHHbIM panee CJI 1,
32 — ¢ CA 2 u 12 — ¢ HeBepu(DUIIMPOBAHHBIM THIIOM
CJ. JIu my»xckoro mona 0buto 36 (46 %), sxeHCKo-
ro — 42 (54 %) (p = 0,335). Boimosnnens! cOop xa-
1100, aHaMHe3a, 00beKTUBHOE oOcienoBanue. Kposb
JUTE OMOXWMHUYECKOTO, TOPMOHAIBHOTO aHAJIM30B U
aHaJIM3a Ha HaJM4YMEe aHTUTEN K P-KiIeTkaM 3a0upa-
JI1 U3 JIOKTEBOW BEHBI BAKyTEHHEPOM B ITOJIOKCHHUH
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cunia nocne 12-yacoBoro ronoganusa. CoueprkaHue
[JIMKO3WIMPOBaHHOTO remorioouna (HbAlc) wus-
Mmepsiin Ha aHanmuzarope NycoCard READER 11
(Axis-Shield, BenmukoOpuTanus) MeTogoM O60paTHO-
ro adduHHOTO aHanm3a. J{1si MONEKyISIpHO-TEHETH-
YECKOI'0 UCCIIe0BaHuUs B IPOOUPKY ¢ 4 % pacTBOpOM
[UTpaTa HaTpUA 3a0Upaal 5 MJI BEHO3HOH KPOBU U
nposoawin Beiaenenue JJHK, nmonmmumepasnyro nen-
HYIO pEaKlHio, MpsIMOe aBTOMAaTH4YE€CKOE CEKBEHH-
poBaHue 12 3K30HOB I'eHa ITIOKOKMHA3BI JJISl BEPU-
¢uxaunu noaruna MODY 2, koTopslii peBaupyeT
B POCCHMCKON MOMYJISIMK CPEU APYTUX MOJITHUIIOB
MODY.

PE3YJIBTATBI

B nmanHOW wuccnemoBarenbCkoil pabote nuaber
MODY 2 ObuT MOATBEPXKIACH C ITOMOIIBIO MOJIe-
KyJSIPHO-TEHETUYECKOTO HCCIeoBaHus y 5 u3 22
naruenToB (23 %) (11 % nanueHToB ¢ «auabeTom
He 1 THmay), Tpoe M3 KOTOPHIX OBLTH HAIPaBIICHEI B
OI'bY HUU Tepanuu u npodunakTuaeckod Menu-
uuael CO PAMH pans nontBepaeHHs] THarHosa,
OIIMH SIBIISIETCS POJCTBEHHUKOM MpoOaHIa C TIOM-
TBepxkAcHHBIM MODY 2, y onHOro manueHTa paHee
0wl BeICTaBIICH AuarHo3 CJI 2. JlmarHocTHpoBaHO
4 pa3nu4HBIX MHCCEHC-MyTaruil. OnpeneneHsl My-
Tauuu B 7 sk30He: MmyTauus TGG > TGA B HykJe-
otuaHOM mo3uruu 257 (257G > A), npuBomsmas K
3aMEHE aMUHOKHUCIIOTHI TPUNTO(aHa Ha CTOI-KOJI0H
(Trp257stop); myrtamuss GGC > TGC B HyKIeOTHI-
HO# mo3utuu 258 (258G > T), mpuBosIas K 3aMeHe
aMUHOKHCIOTHI muiHa Ha nuctenH (Gly258Cys).
Taxoke ObTH OOHAPY)KEHBI MyTaIli B 4 SK30HE: 2
UJCHTUYHBIC MyTaluu (y mpoOaHa U POACTBEHHUKA
1 muanu ponctea) CTG > GTG B HyKJICOTHIHOM T10-
surun 146 (146C > G), mpuBoasmye K 3aMeHe aMU-
HOKHCIIOTHI JieiinnHa Ha BanuH (Leul46Val), u B 1
sx30He MmyTtanus CCT > CTT, npuBondiias K 3aMeHe
aMUHOKHCIIOTHI TIPOJIMHA Ha JICHIIWH, paHee HEe OIu-
cannas. Takum oOpazom, y manuentoB ¢ MODY 2
BepU(PHUIIMPOBAHBI MUCCEHC-MyTanuu B 7, 4 u 1 k-
30HaX reHa NIIOKOKHHA3bI.

Bospact manueHToB Ha MOMEHT OUArHOCTHUPO-
BaHusa nuabera MODY 2 BappupoBanm oT 6 Mec. 10
25 ner. Jlaunsiit nmogrun CJI BBISBIEH y ueThIpex
MY)KYMH U OJIHOM JKEHIIWHBL. Y TPOWX W3 MSATH Ta-
nueHToB ¢ MODY 2 oTcyTCTBOBaIM KIMHUYECKHE
MPOSIBJICHUST HApPYIICHUH YIJICBOAHOTO OOMEHa Ha
MOMEHT JIMarHOCTHPOBaHWS 3a00NieBaHM, YTO Xa-
pakTepHO JUis JaHHOM (opmbl guabera. Y Bcex
nauueHToB ¢ MODY 2 nabmromanack runeprimvke-
MU HATOINAK, a 4epe3 2 9 Mocie eabl — HeOOBIITOMN
MPUPOCT COMEPKAHUS TIIIOKO3BI B KPOBU. Y OJHOTO
MareHTa IpH JUArHOCTUPOBaHWH 3a00JIeBaHUS
OTIPENCISUTACH TIOJTUANIICHSI U TIOJIMYPHSI, Y OJHOTO
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MareHTa — Hecenn(UIecKue CUMIITOMBI (OTCYyT-
CTBHE prOaBKH B Bece, CHIDKEHHBIH anmneTuT). B Te-
panuu M3 MSITH TalMeHTOB C JUarHOCTHPOBAaHHBIM
muaderom MODY 2 omwH 9enoBeK A0 IOATBEPXK-
JIEHUsI JMarHo3a HCIOJb30BaJl WHCYJIMHOTEPAIHIO,
OJIMH — TIepOpaJIbHbBIE CaXxapOCHIKAIOIINE TIpernapa-
THI U TPU — paAIlMOHAILHOE IMUTAHHE U (U3HUYECKHUEC
ynpakHeHus. VI30bITouHast Macca Tesa U OKUpeHHe
He OBLTH BBISBICHBI HU y OJHOTO MaIMeHTa. Y Bcex
MAIMEHTOB ¢ MuarHoctTupoBaHnHeiIM MODY 2 nuale-
TOM OBLIM IOCTUTHYTBHI LIeJIEBbIC 3HAYCHHSI COIepKa-
Hus B kpoBu HbAlc, ypoBens C-mientiaa ObUT HUXKE
pedhepeHCHBIX 3HAUCHUIA.

Kaunuueckuu cnyuan. Ilaument M., MyXuuHa
2002 roma poxaeHus, ObUT HAIIPABIICH HA KOHCYIIBTa-
uuto B ®I'BY HUU Tepanuu 1 npouiakTHYeCKOH
memuiuael CO PAMH ¢ momo3peHneM Ha nua0eT
MODY. Taxxe ObUIM HaNpaBICHbI POIUTEIH IMPO-
0aHaa, y KOTOPBIX AMArHOCTUPOBAHBI HApPYyLICHHUS
YIJTIEBOTHOTO OOMEHA.

Ponuncs ot mepBoii 6epeMeHHOCTH, POIBI CaMO-
npousBoisibHbIE B 39—40 Henenb, Macca MpU poxKae-
Huu 2650 1, poct 49 cM. bepeMeHHOCTEH TIpOTEKaIa
0e3 ocobennocteit. B 5 ner 8 mec. (uronb 2008 1)
MTOSIBIITUCH KaXKJa, KOXKHBIH 3y, YPOBEHB IJIIOKO-
3bl HATOIIAK COCTABISLI 6,7 MMOJIB/J (KaMILISIpHAS
KpOBbB), yepe3 2 4 nocie ensl — 8,9 MMoinb/m, uepes
1 9 mpu TpOBEAEHWU OPATBHOTO TECTa TOJEPAHT-
HOCTH K mitoko3e — 11,0 mmonw/n. [Tanmenty /1. Be-
pUGUIIMPOBAHO HAPYIICHUE TOJICPAHTHOCTH K yTJIe-
Bomam, B 2009 1. muaraoctupoBad CJ| tumr MODY,
TpeOyroluii yTouHeHus. BolsiBieHsl tnabeTnyeckue
OCIIOKHEHWsI: TiepudeprudecKkas MOTUHEHpommaTs
HIDKHUX KOHEYHOCTEW, CeHCOMOTOpHasi (hopma, ra-
Oetnueckas HeponaTHs, CTaausd MUKPOAIb0yMHUHY-
pHH, peTHHOTIATH, HenponndepaTuBHas CTaTus.

Jlaboparopusie moxazatenu B 2008 r.: aHTH-
Tena K TIyTamMariekapOOKchiase, K WHCYIWHY, K
[B-knerkam orpuuareabHbl, ypoeHb HbAlc 5,9 %,
TUpeoTponHoro ropmona 1,5 MkME/Mi, cBoOoaHO-
ro TupokcwHa 15,6 MKME/MII, aHTUTEN K THPEOUI-
HoH nepokcunaze menee 10. Comepxkanne HbAlc B
2009 . 6,0 %, B 2010 1. 5,7 %, C-nentuma B 2010 1.
0,562 Hr/mMn (HWKe HU3KOHOPMAJTBHBIX 3HAYCHUH).
[ManeHT cobmroman IUeTy ¢ OrpaHUYEHHEM JIeTKO-
YCBOSIEMBIX YIJIEBOJIOB, IIPH TUTIEPTITUKEMHUH ITPHHH-
MaJI Tpernaparbl Cyab(OHMIMOYECBUHbBI; BBISBICHBI
KOMOPOUAHBIE COCTOSIHUS: TIEPBUYHBII THIIOTUPEO3,
aJuIeprusl Ha MBETCHHE PACTCHHH (aJIeprHdecKuid
PUHHUT, CII€30TEUEHHE).

HacnenctBenHocTs: y Marepu npobaHaa B BO3-
pacte 24 ner (2009 r.) TMarHOCTUPOBAHO HapYIIIe-
HUE TOJIEPaHTHOCTH K YIJIEBOJIaM, y OTLIa — B BO3pac-
Te 25 net (2009 1.) pu obcnenoBaHUK OOHAPYKEHA
THITEPIIITMKeMUs HaToIak (6,0 MMoIb/i1), y 6adyiku
0 JIMHHUH OTLA — HApyILIEHHE TOJIEPAHTHOCTH K yTJie-
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moe

HTT

MODY 2 HTT

MODY 2 AN

Puc. Pooocnosnas cemvu nayuenma /1. )~ — npobano,
O — 300poswie podcmeennuku npodaHda HCeHcKo-
20 nona, [_] — 300posvie podcmeennuxu npobanda
MyxHccKo2o noaa, Y — auya ¢ napyuieHuem yenesoo-
1020 0OMeHa MYHCCKo20 noia, ¢) — auya ¢ Hapyuie-
HUeM y2neso0H020 obmena dcenckozo noia, @ —
ymepuiue poOCmeeHHUKY NPOOAHOA JHCeHCKO20 NOad,
B - yvepuwe poocmeennuru npobanda mysrccrko2o
nona, HTI"— napywenue monepanmuocmu K 2110Ko3e

BomaMm (cM. pucyHoK). Pomurenn mammenTa JI. Tepa-
ITUIO HE MOJYYaloT, XKalo0 He MpebsBisioT. B Bo3-
pacte 8 ner manueHt [l. Obu1 Ha mpueme B OI'BY
HWU tepanuun u npodunakruueckort meauuasl CO
PAMH. Ha MmomeHT ocMoTpa %ajiod He MpeabsBIsiL.
OOBeKTUBHBIN cTaTyc 0€3 0COOEHHOCTEH.

JlaGopaTopHble MoOKa3aTeiIH, MONy4YEeHHBIE MpU
obcnenoBannn B ®I'BY HUU tepanuu un mpodu-
nmaktndeckor Memummasl CO PAMH: comepxa-
Hue C-menTuj HIKe HU3KOHOPMAJIbHBIX 3HAYSHHUH
(0,60 ur/™mu), TTrok0361 — 7,00 MMoite/11, HbA 1¢ 6,5 %,
aHTHUTENa K [-KJIETKaM OTPHUIIaTeIbHbI, KOHIIEHTpa-
uus THpeoTponHoro ropmona — 3,17 MkME/mi,
obmero xonectepuHa — 4,13 MMOJIB/J, TPUTIIHIICPH-
JoB — 0,67 MMOJIB/JI, XOJIECTEPUHA JTUIIOMPOTCHHOB
BBICOKOH IIJIOTHOCTH — 1,56 MMONB/N, HH3KOH —
1,96 mmonw/n, kpearnanHa — 66,00 MKMOJTB/JI, CKO-
pOocCTh KiyOOouKOBO# pusbTparyu — 46,86 MiI/MUH.

[Narmenty Jl. mpoBezeHO TpsMOe aBTOMAaTH4e-
CKOE CEKBEHHpOBaHUE 12 IK30HOB I'eHA TITFOKOKWHA-
3bl. OOHapykeHa MucceHc-mytanuss CTG > GTG B
9K30HE 4 B HyKieoTuaHOU no3unuu 146 (146C > G),
MIPUBOAAIIAs K 3aME€HE aMHUHOKHCIIOTHI JieHInHa Ha
BanuH (Leul46Val). [lannas myrtamusi XxapakTepHa
mist MODY 2 moprwmma. Takke MOJNEKYISIpHO-Te-
HETHUYECKOE HCCIIeIOBaHUE MPOBEACHO POIUTENIM
npobanma. Y mMarepu nmpoOaHIa U3MEHEHHd B T€HE
IIIOKOKMHA3bl HE BBISBIEHO. Y OTIA OOHapyXkKeHa
muccenc-mytauusi Leul46Val, naentuunas myTta-
nuu pobanga. Takum oOpa3oM, B ceMbe TaIlUeHTa
J. MODY 2 nmuaber nuarHoCTUPOBaH B JBYX IOKO-
JICHUSIX.

OBCYXIEHMNE

UccnenoBarensckne paboThl 0 pacrpoCcTpaHeH-
HOCTH OTATOIIEHHOTO ceMeiHoro anamHuesa mo CJ1 y
naruerToB ¢ CJ] Moomoro Bo3pacta BechMa HEMHO-
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rOYnCIIeHHBl. Ha cerogHsAImHmii 1eHb reHETHYEeCKUe
acriekTsl HacaenoBanus npu CJl ocrarores 10 KoHLA
He BbIICHEHHBIMU. MODY 2 BbIsIBIICH Yy OSATH HalU-
CHTOB B YETBHIPEX CeMbsX. Y OOJBHOrO, y KOTOPOTo
3a00eBaHNe TMarHOCTUPOBAHO B BO3pacTe 6 mecs-
1eB, oOHapykeHa myTtanus B 7 3k3oHe Gly258Cys.
JlaHHasi MUCCEHC-MyTalusl Oblla ONMCaHa paHee Y
MalKEHTOB B UTANbsHCKOU momyssiuuu [7]. Takke B
7 3K30HE BBIsBIEHA MHCCEeHC-MyTanus Trp257Term,
KoTopas Obuta ynomsnyta panee (database HGMD-
PUBLIC, Dec. 2012). Y npobanza, a Takke y ero
OTIa OOHAPY>KEHBI HJICHTUYHBIC MyTaLlUH B 4 DK30HE
Leul46Val. B nanHoM MecTe paHee ObUIM OMHCAHBI
MyTallid, HO C 3aMEHaMHU JPYTruX aMHHOKHCIOT [8,
9]. Taxxe AMarHOCTHpOBaHA paHee HE ONUCaHHAas
MyTanud B 1 sx30He Pro60Leu.

[To maHHBIM 3apyOeKHBIX yUEHBIX, THIEPIIHKE-
MUSI HaTOIAK, KOTOpasi XapaKTepHa I MalMeHTOB
¢ MODY 2, mpucytctByeT y HUX ¢ poxaenus [10].
B oredecTBeHHBIX MyONMKANMAX CaMbIi paHHUN
BO3pPACT IallMEHTa Ha MOMEHT IUarHOCTHPOBaHMS
MODY 2 cocrasmsun 1 ron [1], B HameM uccieno-
BaHUM — 6 Mec., [I03TOMY Ja)K€ MAalUEHTOB TaKOTO
BO3pacTa C MATCKOW I'MIEpPIVIMKEMUEH, OTCYTCTBHEM
NOTPEOHOCTH B MHCYIMHE M AOCTaTOYHO XOPOLIEH
KOMIICHCAIel yIJIeBOAHOIO OOMEHa CliefyeT Ha-
MPaBJIATh HA MPOBEICHHUE MOJICKYJISIPHO-TCHETHYE-
CKOTO MCCIIeOBAaHMSI 1J1s1 ONPEACICHUS JalbHeHIIeH
TaKTUKH BEACHUSI.

Bpauy He Bcernma ymaercs 0e30mnO04HO ompe-
nenuts TAN C/l Ha OCHOBaHMM KIMHUYECKUX MpPH-
3HaKOB. B 3THX ciywasx cleayeT paccMOTpETh BO3-
MOYXHOCTb HCIIOJIb30BaHHsI TOPMOHAJIBHBIX, UMMYHO-
JIOTUYECKHUX U MOJIEKYJIIPHO-TEHETHUECKUX METOI0B
uccnenoBanus. BrIsBIeHHE TakuX TUIOB auadera,
kak MODY, BO3MOHO JHIIb C TTOMOIIbIO MOJEKY-
JIIPHO-TEHETUYECKON TUarHOCTUKU.

BbIBO/JbI

1. Cpenu 00cie/IOBaHHBIX MAIUEHTOB C «caxap-
HBIM nradberoM He 1-ro tTunmay MODY 2 ObuI BBISAB-
neny 11 %.

2. V ManMeHToB ¢ KIWHUYECKUMH MPOSBICHU-
svu quabera MODY 2 oOHapykeHa ojmHa HOBas
muccenc-myTarust (60C > T) u Tpu U3BECTHBIE MY-
Taluu B reHe TToKokuHasel (257G > A, 258G > T,
146C > G). BolsiBneHHbIC MyTallUK JIOKAJIU3YIOTCS B
7,4 u 1 K30HaX reHa ITIIOKOKUHA3bI.

3. Mg manuentoB ¢ MODY 2 BBIABIICHO TIpeu-
MYIIIECTBEHHOE OTCYTCTBHE XapaKTEPHBIX KIMHUYE-
CKMX CHMIITOMOB HapyIIEHHH yTIEBOJHOTO 0OMeHa
(monmumuncHs, MOJMNYpHsi), HEBBICOKHE ITOKa3aTelIn
C-nenrTua B CHIBOPOTKE KPOBU M OTCYTCTBUE M30bI-
TOYHOW MacChl TeJla U OKUPEHUSI.
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THE GENETIC CHARACTERISTICS OF MODY 2 DIABETES IN SIBERIA

Alla Konstantinovha OVSYANNIKOVA

Institute of Internal and Preventive Medicine of SB RAMS

630089, Novosibirsk, Boris Bogatkov str., 175/1

The aim of this study was to determine the genetic characteristics of MODY 2 diabetes in Siberia. 78 patients with
diabetes (33 patients — with1 type, 33 — with 2 types, 12 — with not verified type of diabetes) with the debut of the disease
before 25 years of age and family history of diabetes have been examined. 22 patients (2 with previously diagnosed
diabetes of type 1 and 8 — type 2, 12 - not verified type of diabetes) with uncharacteristic symptoms of diabetes were
performed on the molecular genetic testing of MODY 2 diabetes. 4 mutations of the glucokinase gene have been found

and MODY 2 diabetes has been confirmed.

Key words: diabetes, MODY diabetes, young patients, mutations, family history.
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