OT3bIB

otdmuuankHoro  onnodenta  Hukwtuuod  Mpuber  JleopoBHel,  nokTopa
MEIHIHHCKUX Havk, npodeccopa, saseayiouero HHJT nerckoii sngokpuuonoruu
MucTHTYTa OSHIOKPHHONOIHM, 3aBeIVIOWEro Kaeapoi JeTckHx DonelHed
nevedroro  gakyasrera  Mucrwryta  Menmumuckoro  obpazosanus PIBY
«HatuoHanbHbIil MeIHUHHCKHI HeonenopaTellbekHil ueHTp M. BLA. Anvazosan
Muuuncrepersa sapasooxpanenns Poceuiickoil Penepaunn Ha IHCCEPTALMOHHYID
padtoty TypkyHopoii Mapuu EbredseBnbl Ha TeMmy «KIMHHEO-TadopaToOpHLIE H
MOAEKYIAPHO-TEHETHYECKHE OCODEHHOCTH MOHOTEHHBIX (popM caxapHoro amabera
¥ AeTely, NpeicTaBleHHYI) K 3alHTe HA COMCKaHHe YYeHOH cTeneHH Kawanumarta
MEAHUMHCKHX Hayk no crneuwansHocTaM 3.1.21. — Ileowarpua u 3.1.19.
JHAOKPHHONOTHA.

AKTVAIBHOCTh TEMbI AHCCEPTANHOHHOND HCCACAOBAHHA

Hayuwnoe wecnenosanne M.E. TypkyHOBOH MOCBAIIEHO PelISHHID BAKHOH
qnA MeJHaTPHH W IHIOKPHHONOMHH [podieMebl, Kacawollefics oDOCHOBAHNSA
ONTHMANBHBIX  THATHOCTHMECKHMX M TePaneBTHYCCKHX BOSMOKHOCTEH B
OTHOLIEHHH MOHOMEHHBIX (hopM caxaphoro auabeta y aetedl, DazMpyIOLIMXCH HA
COBOKYMHOCTH  KIMHHYECKHX, OMONHMHYECKHX W MOMeKYIAPHO-TEHETHHECKHX
XApaKTepHCTHE JaHHol rpynnsl natonorud. MoHoreHHslid caxapHsid 1uaber
HMEET OCODEHHOCTH KIHHHYECKOH MaHHGEecTalHH H JHHAMHYeCKOH NpeseH TalHi
sadonesanus.  Panusn kopperTHas auardoctira opMmel 3adoneBaHHs HUMeeT
DONBIIOE 3HAYenHe 118 BHOOpa alleKBaTHOrO, NaToreHeTHYeCKH 000CHOBAHHOTO
BHAa nedeHud. B cBA3M ¢ TeM, YTO JAaHHBIH BHJ caXapHoro guadera ssisercs
MOHOTEHHBIM W I8 NOATBEPHJIEHWS JHATHO3a HeOoDXOIHMO YCTAHOBIAEHHE
BAPHAHTA B PeHax-KaHAWlaTax, NpHOPHTETHOH 3a1adeil Bpa4a - KIHHHIKCTA
ABMACTCA KPHTEPHANBHBIH OTDOP NAUHEHTOB, TNOANSHKALHX HANPABIEHHIO HA
MONEKVIAPHO-FeHETHYECKOE HCCIe10BAHHE.

B wuacTosmiee BpeMA  NpelnodkKeH  PAJ KPHTEPHEB JUIA  [POBEIEHHS
nopodbHoro orbopa, OIHAKO, NMPH  AHANHIE JAHHEIX JHTEPATYPLl CTAHOBHTCH
OYEBHAHEIM, 4TO JocTaTouHo Oonbiias Jo%8 NanHeHToB HabmomaeTcd ¢
omHBOYHD  YCTAHOBAEHHBIM  THNOM  caxapHoro auafera, a B caydae
OSCCHMITOMHON THNEPIIIHKEMHH [IHAMHOZ MOHOIEHHOTO caxapHoro amuabera
MOMET OBITL HE VCTAHOBICH BoBee. Meway TeM ITHTENbHAA NEPCHCTEHIHA Jame
YMEPEHHOH  CFHOCPrAMKeMHH  BeleT K QOPMHPOBAHHIO  OTAANCHHBIX
crnetHpHYIecKH) OCIOMHEeHHA Hadeta — MHKPOAaHTHONATHH, TPHBOIALIMX CO
BpPCMCHEM K CHMMEHHIO M notepe (VHKIMH PATA BAXHBIX OPraHOE H CHCTEM.

DIBAY BD CNETIMY Munzapasa Poccen
LK S OTRILBAHHEIE COBETRI
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bonee TOro, A0 HACTOMLIETO BPEMEHH OCTAKYTCH He 0 KOHUA ACHBIMH
reHeTHYECKHe NPHYHHB pAfa (opM MOHOIeHHOro aHadera, B TO BpeMm#d, Kak
JAPYIHE  BapHAHTR  HMET 3HAYHTENRHYID BapHaDeNbHOCTE  KIHHHYECKOTO
GeHOTHNA, BETIOHMAIOUIETD CHHIPOMANLHBIE [POABICHHA  PasHOH  CTeneHw
seipaxennoct. B nposenennom MLE. Typrynoeoit uccnenoBanuu  oleHed
'L[IHP[}HHF{ CI'IE'I-L—I_'_[_'I' I'I.EipﬂMETpl]H b MAHEHTOBE © Pﬂ:i.’lH‘-thlMH MEHETHYCCKHMH
(hopmMami 3aboNeBaHHA.

Takum oOpazoM, yrayGneHHe NOHMMAHHA TeHe3a  MOHOTEHHBIX (opM
caxapHoro pguabera B JeTCKOH NONYNALHH C© TOYKH 3PEHHHA OCODEHHOCTEH
KAHHMYECKOID TedeHHs W OTBETa HAa TepanMi, 3IHAHHE MOICKYIAPHO-
FeHeTHYECKHX XApaKTEPHCTHK [AUWEHTOB ¢ JaHHOH [aToJordel Mo3BojaMT
ONTHMHIUPOBATE KPHTEPHH [IHAMHOCTHEH H NEpCoHHpHIMPOBATE NPOrpaMMel
TEpaniH{ B AaHHOH TPyMne, 4TO COCTABMAAET BRICOKYIO HAYUHYI) AKTYAILHOCTE M
NpakTHYECKYIO 3HaYHMocTh Heenenoeanua MLE, TyprkyHoBoi.

HH}"{HHH HOBHIHA HCCTCTOBANMH, MOTYHUCHHLIX DEIVILTATOR H BLIBOTOR,
COOPMYIHPOBAHHBIY B QHCCCPTAHE

Haubonee cyMECTBEHHBIMH € TOYKH 3PEHMA HAYYHOH HOBW3HLI HRAAIOTCH
cneayiMe pesyneTatel Heenegoranua M.E. TypryvHoRO#.

E-I;I.ﬁl:} }"CTE"lﬂﬂJ:IEHU. YUTO MOHOTEHHEIA Cﬂ‘.’i&"ll[l:[]-:"l ﬂliﬂﬁﬁT ARMTACTCA 'I"I-T{'I-]‘.Iﬂﬁ I
YACTOTE, Mocde caxapHoro nuadera | THOA, NPHYHHON XPOHNYECKOH THOEPIIMKEMHH ¥
nereit ¢ caxapueim guaberom B Cankr-llevepbypre. M.E.Tvpkynoroii nonyuenm
NPpHOPHTETHRIE  JIAHHLIE O HacTOTE MOACKYIAPHO-MEACTHYCCEOND MOOTBCREICHNA
MONMOTEHHOT® _.".I,Hﬂ.ﬁ‘.'.-"l'ﬂ. B IPyIliax .E[l:.-".l'l:ll-'.i ¢ HCTHIHYHON KIHHHYECKOH FI'FI‘.'.‘?L'-HTEIII,HEH
FADONEBAHMA, [IPHYEM CpEdH NOATBEpRICHHBX BapHanTor MODY-guabera MODY 2
OKAIANCA DeIYCH0OBHO JOMHHHPYIOMAM | coctapi 80%. B xone nuccepTaumoHHOrO
uccnenosanua MLE. TypxyHosoii Brnepepie B Poccuu onuHcaHbl pelkHe BAPHAHTEI
HEOHATANILHOTO CAXapHOro Auadera, o0YCIOBIEHHBIE BapHaHTAMKH reHoB GATAG,
GOK w caxaphwit quaber, accounnposannbtii ¢ sapuantamu 8 SLC 942, Hosrimn
TAKWE ABNAOTCH ONMHCAHHA KIAMHHYECKHX (eHOTHNOR NpH pAle CHHAPOMATBHBIX
hopsM MOHOTEHHOMO AxabeTa,

B mnceepraunonnoi pabore MLE. TypryHosoiil nposeieno ananuTHYeckoe
CONOCTABNEHHE H-H:FI HAHTOR KAHHHYECKOH II'PE.';EHTH]IHH L HEF‘T}{TEPDM
BEIABJEHHBIX Kay3aTHBHLIX BADHAHTOB KAK B TAPreTHHIX I8 MeHETHYECKHX (opm
aHabeTa naHensx, Tak H [PH NPHMEeHeHHH HOBEHIIMX THArHOCTHYECKHX METOJAHE
NOJHOIKIOMHONY CEKBEHHPOBAHHA, [OKAIAHHA K [POBEACHHID KOTOPOID TakiKe
ObLIH YeTko chopmuposaisl. Brepssie nposeieno obenenosanne ¢ NpHMeHeHHeM
MCTOJ0B CEKBEHHPOBAHHH HOBOIO [MOKOJASHHA MALHEHTOB NETCKOrQ BO3pacTa



Cankr-Iletepbypra ¢ MOHOTeHHBEIMH (hopMmaMu  caxapHoro auadera. Yacte
YCTAHOBMEHHBIX BAPHAHTOB B I'eHAX OKA3A/NHCh HEOMHCAHHBIMH paHee H OBLIH
OTHECEHL! K BapHAHTAM HEONPeIeNeHHOH 3HAYMMOCTH, OJHAKO ONMCAHHE HX B
COMETAHMH ¢ HEOCNOpHMOIl KAHHHKOH caxapHoro aHadeTa BHECIO0 HECOMHEHHEIH
BENAA B PACIUHPEHHE FeHeTHHeCKMX 0a3 MyTalui, acCOUMMPOBAHNEIX C JaHHBIM
BapHaHTOM AHadera y aetei. HoeelMH Takke cneqyeT cHUMTaTh PEKOMEHIALIHMY 110
PACIIMPEHHID TApreTHBIX TEeHEeTHHECKHX MaHeneil IHArTHOCTHEH MOHOTEHHOTO
caxapHoro Auadera npH  HCMONG3OBAHMH METOJA CeKBEHHpPOBAaHHA HOBOIO
MOKONEHHA,

B uenom, ouenuBas Hay4yHyr HOBH3HY Heenedosanus  ME. Typrynosoii,
ciaeaveT MOAMEpPKHYTE €ro MNPHOPHTETHOCTh, KAK KOMIUIEKCHOTO aHaIH3a
HaTHIHYHLIX opM caxapHore auabera y aered ¢ QOKYCOM HA reHeTHYECKHe
NPHYHHEL MATONOMHH H OUSHKH HHIHBHAYANBHOIO OTBETA Ha TEPAITHIO
npenapataMid  HMHCYIHHA, NEPOpPAILHEIMH CAXAPOCHHKAIOUIHMH NpenaparaMid o
AHETOH.

FHAMHMOCTE NOJVYEHHBIX PEIVIBTATOR 008 HAVEH H MPAKTHER

HayuHo-uccnenosarensckas  pabota M.E. T'yprynonoi HMEET BEICOKYIO
THAYHMOCTE A8 NPAKTHYECKOro 3IpaBooxpaHeHds. ABTOPOM OXapakTepHIOBAHLI
KAMHHYECKHE, POPMOHAIBHEIC 0CODEHHOCTH KoropTel deteii r. CaHkt-Iletepbypra
¢ MOHOICHHBIM CaxapHhiM QHadeTOM B acCOUHAUMH ¢ FEHETHYECKOH npupoaod
AaHHOi  natonordd, PesynesTartel, NOAYYEHHBIE B XO/E  JHCCEPTALHOHHOMD
HCCAe0BaHKA, PacliMpAIOT NpeacTasieHHe 00 ITHOJNOTHH M NaToreHese
BPOMISHHEIX GopM aHabdeTa, HOBBIX BOIMOKHOCTAX MOIEKYIAPHO-MEHETHYECKOrO
oDCIeNOBAHKA JIAHHON PYNOB OAUHEHTOB METOJ0M CEKBEHHPOBAHUA HOBOIO
NOKOMEHHA, a Takwe o0 ocoDeHHOCTAX — OTBETA HA TepanHiy ¥ KamJoro
KoHkpeTHoro naumenta. [lonyueHHsle B MCCNEIOBAHHK JAHHBIE TIOIBOJIHIH
aBTOpY YHHpHUHPOBRATE KpuTepuH audpepenumansion anarnoctiks MODY. Tlo
COBOKYITHOCTH MONYHEHHBIX MaHHBIX B JIHCCEPTALMOHHOH padore npeitokeH
ANTOPHTM JIHATHOCTHYECKOrD MMOHCKA NalHeHTOB ¢ MOHOTEHHBIM CaxapHBIM
aunaberom. [lpakrHdeckoMy 31paBOOXPAHEHHID NPELIOKEH [(OCTATOUYHO NPOCTOi
W JOCTYMHLIH BpadaM BCEX CNelMaibHOCTeH OHNaHN-KaILKYIATOD A/19 BbIABIEHHA
TPYIIEL PHCKA NALHSEHTOR M0 HATHYHED JaHHOH NaTonoriu.

:['.'Ell'{_'lf'dl::.‘:lI.,'_'.I_E:l.[_l:h'l]-'11 pﬂ'ipﬂ'ﬁl]'l'ﬂHHlﬂE ..‘.I.HL-"'EEFL'EI.H'I'UM, BHENPCEHE B pﬂ'ﬁﬂT}’ 'Eip-.;":l."-EEﬁ
—JeTCKMX SHIOKPHHOIOIOBE aMOVAaTOPHBIX W CTAUHOHAPHBIX MedHLHHCKHX
YVUPERACHHIH, 4 TAKAE HCNOIB3YIOTCA B Y4eOHOM NPOoLEcee (MporpaMme! BRICILIErO
NPOECCHOHATEHOND W NOCHSHIIOMHOID  0DPazoBAHKHA MO CHEUHATEHOCTH
«MEJMATPUA» B PAMKAX AMCLIMILUIHHE] «3HA0KPHHOIOTHAR ),



B uenoM pesynstathl amccepraumy  TypryHosoit MLE. obocHosmisaior
HEODXOAMMOCTE MEPCOHHIHIMPOBIHHOID MOAX0AA B JHATHOCTHKE H JIEYEHHH, C
NPHMEHEHHEM MOJIEEYIAPHO-TEHETHYECKOTO HOCIEJOBAHHA B IPYNINE NALMEHTOR ¢
caxapHelM THAGETOM, MaHMMECTHPOBRABILHMM B NEpBbie 6 MECALER KH3IHH H NpPH
"HeknaccHueckom" TeMEHHH CaxapHoro 1HadeTa B JETCKOM BO3pacTe.

Havunan T.I'ﬁDCH[IBHI:IHﬂf[‘I;: H IOCTOBEPHOCTE NOJ0AeHNIl, BLIBOJ0OB H
KOMEHIANHI, ¢ MYJHPORAHHLIX B HHH

MeTononorHueckoid OCHOBOH AMCCEPTALMOHHOID HCCNEA0BAHHA SBHIHCH
[MPHHUHIB H NMpaBHIa ,m:‘rlra:taTE:lhEmﬁ MeJHUHHLL. Pabora smnoanena B awzaiine
CPABHHTCABHOID OTEPRITOrG NpOoCcleETHEHOID HCCACIOBAHHA, Hﬂ}"'l'FIHIE MOMAECHHA,
BRIBOJILL,  COOPMYITHPOBAHHEIC B AHCCEPTALHH, TOIHOCTBID OGOCHOBAHHBL M
ABMAKITCH PE3IVIBTATOM TIPHMEHCHHA pﬂ'.i-.ﬂH""il:IH H]id}ﬂPMﬂTH].’-IIHH H HAISHHBIX
METOOE KOMIIEKCHOTO EEC‘JI'EH.DBHHHH MAUHEHTOE, AJEEBATHOMD
CTATHCTHYECKOTO AHANHIA, YTO MO3ROAMI0 PellnTh COpMYIHPOBAHHLIE ARTOPOM
340849 H OJ0CTHHYBb NoOCTABIEHHOH LEIH FﬂEUTI.:I- HCEHEHGHEHHE BRIMNOIHEHO Ha
AOCTATOMHOM KOMHYECTHES EIHHHYSCKHX HEEJI{!HEHHE. B HCCNEeA0EAHHS OBLTH
sEmoueHsl 117 gereii ¢ caxapHsiM IHaGeTOM, COOTBETCTBOBABIIHM KPHTEPHAM
BETIOYEHMA, @ Takwe ©  Ueabsk)  vEAyOIeHHA  MONCKYJISPHO-IeHETHECKOro
obcnenoBaus ObUIH BEIIOYEHE! 3 cubea u 23 poadrens NauHeHTos, ¥ KOTOPRIX
NEPBOHAYAUTbHD OBLTH I"[.ﬂ.E'HTHEI:IHU.HPDEﬂHE:I MCHETHHECKHE BAPHAHTEHIL. f\BT’DPDM
MOAPODHO MIA0MEH AH3AHH HCCOSNOBAHHA H TaKTHKa BeldOpa NAalHEHTOR-
Kamauaator. Padora BRIMOJNHEHA HA JIOCTATOMHO BEICOKOM METOJ/IOIONHYECKOM
¥POBHE. ,[Lﬂ'ﬂ MpOBEICHHA MONICEYTAPHO-TCHCTHYCCEOTD HCCNEA0BAHHA MPHMEHEH
METOJ| CEKBEHMPOBAHHA HOBOMO NOKOJEHWH © HMCNOALIOBAHHEM TapreTHOH A
MOHOMEHHOr _leﬂ-ﬁETﬂ MaHe] Il reHoBE C© I]UEHE}L‘I’IUU.[HM CCEBEHHPOBAHHEM 110
':EHFEP}’ B COYHaS VYCOTAHOBICHHA EKAY3ATHBHBIX PCHETHHECKHX BApPHaHTOEB.
EHDHHdJﬂFME.U_HDHHE[ﬁ dHATHI BHABICHHBIAE HYEMNCOTHIHBIX 3aMCH NnpoBcIen
KOPPEKTHO, HCNOIB30BAHE! COBPEMEHHBIE pekoMeriatmn ACMG 2015 roaa,

ABTOpOM NPHMEHEHLl COBPEMEHHBIE  METOAHKH MATEMATHYECKOT
cOpaboTKH JaHHBIX, 4T0 [NOIBONHIO GOOCHOBATE CAClaHHble B padoTe BRIBOIBW H
cpopmynuporaTh NpakTuyeckue pexomenfaunu. Jns  coznanma  usdpoBoi
NPOTHOCTHYECKOH MOJE/IH PHCKA MOHOTEHHOrO caxapHoro auabera npumeHen
mero]  OuHapHoil  norucTHueckodl  perpeccn ¢ oTDOPOM  HEZABHCHMBbIX

MepeMeHHBIX, ,illﬁl:'.l'l'.‘.IHEpIIli_'IC'l'I: MOAYYeHHLIY B XOJ0S 'FFEEI'DTEI. JAHHBIX HE BbIZLIBACT
COMHCHMA.



[MoayyeHHsie BHIBOJAL H MOICEEHHA, BHIHOCHMBIE Ha 3ALIHTY, JOTHYHO
BRITEKARDOT W3 [MONYYEHHBIX PE3YIbTATOB H COOTBETCTBYIOT LEAH M 3a1a4am
uccnenosanna. Pesyawtarel auccepratnonnore weenegosadus MLE Typrynoeo#
He MPpOTHBOPEYAT paHee onyDIHKOBAHHBIM PE3VIRTATAM KAK OTEHECTBEHHLIX, TAK
W 3apyDedHpIX aBTOPOR, M IPH 3ToM paciudpaoT WX, [onpodHeli cpapHUTEIBHEIH
AHAMIHE MOMYYEHHBIX PEIYVARTATOR CO CBEJSHHAMHM M3 HAayuHOH NHTepaTyphl
MOCASIHHY JIET MO3BMIAIOT NOJAYYHTE NPEeACTaBieHHe o BEAaAe coDCTBEHHBIX
JaHHBIX @aBTopa B HIYHEHHE JaHHOH TeMmaTHrW. OCHOBHBIE PeIYIBTATH
HeCAeaoBaHHd  ObUTH  NpPeAcTaBleHbl HA  POCCHHCEMX M MEKIYHAPOIHEIX
KoHepeHiMax, onyDIHKOBAHE] B PEUCHIHPYEMBIN HAYYHBIX HYPHATAX.

Ouenka cogepRanna 1 oDUAT XAPAKTEPHCTHEA JHCCePTALNN
Huccepranus TypeyHoeod M.E. Hanucana B Tpanuumonuoii dopme n

MocTpoeHa no obwenpuasToMy npuHuuny. Hecnenopanuwe wuinoweHo na 164
CTPAHMIIAX MEYATHOND TEKCTA W COCTOMT M3 BBeJeHHn, 0030pa JHTEpPaTYpSL,
ONMUCAHHA NAlMEeHTOB MW METOAOJNOTHH HCCIENOBAHMA,  IaB  coDCTBEHHBIX
HCCTe oBaHui, oDCYIKACHHA MONVISHHBIX Pe3YIbTATOE, BRIBOAOE, NPAKTHYECKHX

peKOMEHIALHH, CIHCKA HCIMILIOBAHHLIX COKpalleHdii v Ooubanorpadmueckoro
crimcka. [uccepranns npownmoctpuposana 21 rtabnuuamu, 21 pHcYHKOM.
Cnucok nHTepaTypel odWHped W BKMOYaeT 257 HCTOYHHKOB M3 Hux 22
OTEUECTBEHHBIX B 235 3apyhemHBIN.

Bo  Beejenuu JHCCCPTAHTOM  YMETHO  H3INMOWEHA  [IPHOPHTCTHOCTE H
AKTYANBHOCTE HIyHaeMo#ll npobieMbl, B paMKax KOTOpOH OnpefeneHbl H
KOHEPETHO chopMyTHPOBAHB! ek H 3aa4H HCCNE0BaHHA.

B rnape «O0z0p nureparypel» astop NoapodHO ONHCBIBAET COCTOAHHE
npobnemMbl HA COBPEMEHHOM 3Tane, AHANHIMPYA HMEIOLIHEecs HA JaHHOM 3Tane
HAYYHEBIE JlaHHBle no w3ydaemod Teme. B pabore cymmuposanel w nogpodmo
H3JIOKEHB JMHAEMHOIOIHYECKHE, NATONeHETHYECKHE H TEPANeBTHYECKHE JaHHble
0 pazIM4HBIX BAPMAHTAX MOHOTEHHOID CAXApPHOro quaderd. ARTOpoM TMPOBEICH
ﬂﬁl.l.l}iFIthJ-‘i NOHCE, HE.IIPEI.H..HGH.H.HITI Ha AHanmH3 L-"“}"LJ.I_L"CTH}"H}I[I,H.‘-'I; ﬁﬂ.’j JAHHBIX
MEHETHYLCKHX I'IFIIi-'II"-IHH L‘-E.HH'PH{}'I'E‘.I ﬂ}iﬂﬁﬂTﬂ., I'IF!,'.I‘E.'I-!FJ.-'IH.'!HPDBE.HI;I EEHEIEHH[!CTH
KIHHHYECKHX [IpPe3eHTauHil HeoHatanesHoro amnadera, sapHadTos MODY n
aHabeta B CTPYKTYPE TeHETHYECKHX CHHApoMoB, oDOCHOBaHa PodTE
reHeTHYeckoro  obcnefoBaHHA  MpH  JIaHHOH  rpynne  natolorHd W
HenecoodpazHOCTL NPOBEASHNA NOA0DHEIX HCCASAOBAHWI NA  BOIMOMKHOCTH
MEPCOHHQMEALINN  TEPaneBTHYeCKOl TaKTHKM  BeIeHHA. Teker wH3noMeH
CTHIMCTHHECKH H MPAMMATHHECKH KOPPEKTHO.



B rnase, MOCBAMEHHOH ONHCAHWIO MAUHEHTOR H METOAOB 0OCHENOBAHMWA,
YETKO NPEICTABIeH JH3aHH HCCNENoBaHMA M ODC/eyeMbIe MPYNNEl MALHEHTOR.
MeTogonoruyeckoil  OCHOBOH  JIMCCEPTALHOHHOID  HCCACNOBAHHA  ABHIWCH
MPHHLIHOLL B NPaBHIA T0KA3aTeNnsHOR Meanunubl. Pabora nposeiena B ausaiine
CPABHHTENEHOID MPOCTIEKTHEHOID KAHHHYECKOID HCCNeN0BAHHA, B XO4e
BBIMOJHEHHA KOTOPOTO TIPHMEHRIHCE WHHOBALHOHHLIE METOARl oDCAenoBaHHA
Goakheix ¢ caxapHeim Anabetom. Beero B Hecnenopanne skmoyeHo 143 yenosexy,
M3 HEX |17 meteil ¢ caxapHeiM MabeToM. OTBCHAOLIHX KPHTEPHAM BEITIOYEHHA,
Jina peuleHHs NOCTABASHHBIX 3ala4, HAPALY CO CTAHAAPTHRIMH NabopaToOpHBIMH
METOMaMK, ObBUIH  MCAOIL30OBAHBL  COBPEMEHHBIE METOIB  MOJEKYIApPHO-
FeHeTHYECKoH AHarHoCTHEM, (CeKBeHHpOBAHHE HOBOMO MOKOICHHA BEIOYAND B
cebA Kak aHAMHZ MNaHeTH TeHOB-KAHIHAATOB MOHOMEHHBIX (OpM  CaxapHoro
nuabera: GOG, GLUDI, WES!, HNFIA, GCK, INS, HNFIB, ABCCS, HNF4A,
RFX6, PTFl4, NEURODI!, AKT2, ZFP37, INSR, EIFZ4AK3, PPARG, PAXY,
PDXI, GLIS3, KCNJi1, SLCl6Al, FOXP3, BLK, CEL, KLF!I, SCHAD, GCGR,
TAK M NOJHOIKIOMHOE CEKBEHHpPOBaHHe B page ciayyaes. B xope pabotel OwinH
BRIISNEHE 2 IPYNNGD B 33BHCHMOCTH OT BEIABIEHHA Kay3aTHBHOTO IeHETHUECKOro
papHanTa MODY (l-as rpynna) v oTCYTCTEHA Takoro sapuanta (2-as rpynna).
Ponurenn » cHOCH NaUHeHTOB ¢ JHadeTom OBUTH ODCNENOBAHLI TEHETHYECKH
NOC/Ie YCTAHORISHHA NATOreHHOIO BapHanTa y npobanios.

B rnasax, nocBAMEHHBIX 00CYAIEHNIO CODCTBEHHBIX PEIYIETATOB, ABTOPOM
npeacTaBieHbl, ODCYMAEHL W J0Ka3aHbl OCHOBHBIE HAVYHBIE NOJOWEHNH,
NoAY4YeHHBIE B Xoae nposejeHHoro Hccnetoeanusa. [lposenen  ux
CPABHHTENLHEIH aHATHY ¢ JaHHBIMH ITHTEPATYPEL.

B pewvieTate  nNpoBeleHHOTO M.E. TvpkyHoBOi  HccnenoBaHus
VCTAHOBJAEHO, YTO TEHETHYECKOE MOATBEPKISHHE MOHOTEHHOH  [IPHPOJLI
caxapiHoro auabera Owpulo nomydeHo B 53,85% cnyuacs, npuueMm B orpynne
HEOHATANBLHONO AHADeTa Kay3aTHBHEIR BAPHAHT DL BRAEICH B 30%, a s rpynne MODY

B 54,04%; cpean mocheXHUX B NOJABNAROLIEM DONBIUMHCTEE, a HMeHHO v B0%
aeteit, wumen wecto papuawt MODY2, [lokazano, 4t0 B KIHHHYECKOH
Hpe3seHTALM  HeoHaTanLHOre  amadera rMneprivkeMus  MomeT  ObITh
EAWHCTBEHHBIM, WHOTIA TPaHIWTOPHLIM, CHMMOTOMOM, onHako daxr anebiorta ¢
«DONBIIMX CHMOTOMOB» M KETOALUMZO03A TAKKE HEe HCKIIOYAET BCPOHTHOCTH
MOHOMEHHOTD ,'I_Hﬂﬁm‘a _':f" PEE'EHKH.. HE OGCHOBAHHHA L“Fﬂl!-lll.-frﬂ.l'l.l;il{'ll'ﬂ AHBTHEA ]'p}'l'lﬂ
NAUHEHTOB € YCTAHOBRIEHHBLIMH BapHanTaMy H 0€1 TaKoBBIX OBLNH BHIABNEHE
HaHDoMee YyBCTBHTENBHBIE Mapkepel MODY, a HMeHHO OTArOWEHHBIH Mo
auadetTy cemeilHblil aHaMHes, coXpaHHeil yposedHes C-nentuna (1,1-4.4 wrimn),
MELISHHO NporpeccHpyrillee  redenme sadonesanns (HBAIC 6-7,1%) w
OTCYTCTEBHE MOTPEDHOCTH B HHCYIHHOTepanuy. [lonyyeHHbIe pelvILTaThl JIETIH B



OCHOBY CO3IAHHA NPOTHOCTHYECKOH Moaenw auddepeHuHanbHON IHATHOCTHKH
MODY, peamizopapuieiica paspaboTkoil kaaebkyiasropa pucka B dopme
MoOMIBHOTO mnpHnokeHHd. B rnaee onucanus coOCTBEHHBIX Pe3yNLTATOR,
MpeicTaBled JeTalbHbli aHANH2? aHAMHEeCTHYECKHX, KIHHHKO-NadopaTopHEIX H
MONEKYIAPHO-TEHETHYECKHX XAPAKTEPHCTHE MALMEHTOR ¢ BEPHPHIHPOBAHHBIM
reHeTHueckd zabonesanueM. [lpakTHyeckuil HHTEpeC NPeiCTABIAIT ONHCAHHE B
hopme kKIMHHYecKoro pazbopa KIHOHEBBIX OCODEHHOCTEH NAUMEHTOB ¢ KpaiiHe
PENEHMH MOHOMCHHBIMH CHHIPOMAIEHBIMH (HOPMAMH H HEOHATANBHEIM CAXAPHEIM
nuaberom. B zaBepiieHMM TNaBbl ABTOPOM TIPOBEIEH ACTANBHBIH AHANHI
NePCOHHPHLHPOBAHHOIO TEPANEBTHHECKOr0 NOIX0IA NALUHEHTOB C Pa3/THYIHBIMHE
BAPHAHTAMH  MOHOTEHHOrO caxapHoro jadabera. B rnase  «OOcymacHHe
PE3yNBTATOB®  ABTOPOM  MOOBEAEHB  OCHOBHLIE  HTOIM  [POBEIAEHHOID
HCCIEA0BAHHA ¢ AKUCHTOM HA HaHOoNee 3IHAYMMBIX Pe3VILTATAX H CPABHEHHEM C
JAHHBIMH  JIHTEPATYPbl, B OCHOBHOM 3apyDexHoi, YTO CBA3AHO C MAlkIM
KOMHYeCTBOM ToA0o0HEIX  OTeyecTBeHHBIX pabor. OO0OCHOBAHO TPHMEHEHME
pa3zpaboTaHHOrO ABTOPOM  ANTOPHTMA MepCOHUHIMPOBAHHON TAKTHKH B
OTHOIIEHHH JaHHON FPYINNE! MAlHEHTOR.

Bripoabl HeIHKOM M MOIHOCTHHY OCHOBaHEI HA PE3VALTATAX COOCTBEHHBIX
MCCIeA0OBAHUIL M TOMHYHO BEITEKAIOT H3 MATEPHANOB AHCCEPTALHH. JTO NOIBOAAET
NPUIHATE MOIYUMCHHBIC PEe3YIBTATE 3IHAYHMEIMM, 4 BBIBOALI W MOJOMCHHH,
chOpMYIHPOBAHHELIC B JHCCEPTALHH, BIOJHE AocToBepHbIMM. [lpakrHueckue
PEKOMEHIALHH CHOpPMYITHPOBAHBL YETKO H KOPPEKTHO.

Anpodaunn padoTsl

[lo Teme auccepranuu omyoiukopaHo |2 nedyaTHeIX padoT, HX HHX 2 B
OTEYECTBEHHBIN HAYYHBIX PELSH3MpYEeMBIX ypHanax, sxoamwux B «llepeuens
PELEHIMPYEMBIX HAVYHBIX M3TaHHi, B KOTOPHIX JOMKHE! ObITE OMyGAHKOBAHEI
OCHOBHBIC HAYYHRIC Pe3YARTATRL JHCCEPTAalMi HA COMCKAHHE YYeHOH CTeneHH
KaHJHAATa HAyK, Y4eHOl CTENeHH JOKTOpa Hayk», pekoMeHnoBaHHeix BAK PO
ans nyONHKAUMH  OCHOBHBIX  HAYYHLIX  PE3VIRTATOR  IHCCEPTALHOHHOIO
HCCeJ0BaHMA,

OCHOBHBE TTONOKEHHS AHCCEPTAUHH MHOMOEPATHO ﬂﬁC}'H{EEHhI H A0 EHE]
Hd PETHOHANBHBIX H HAUHOHATBHEBIX RGHqJEPEHHHH:{ H EOHIpeCCcax.

JIHuHb BRIA CORCKATETH.

Juneii eknag MLE. TypkyHoBOH cOCTOHT B HENOCPENCTBEHHOM ITHHHOM
YHACTHH BO BCEX 3Tanax AHCCEPTAUMOHHOIO MWCCIeIOBAaHHA, BEIOMAA 3Tankl
MIAHHPOBAHNEA, pazpaboTEY JIM3aiiHa, OCYIIECTBISHHe o030pa W aHAIH3A



CORpEMEHHOH THTEPATYPSl, BRINOHEHHA KIHHHMECKOH HacTH MUCHeJOBAHHA,
NPOBEIEHUA  MeAHKO-CTATHCTHYeckol  obpaboTk  MatepHana.  JHccepTallks
HITOMKeHa  CTATHCTHHMECKH W npodecCHOHAIBHO  IPaAMOTHO,  XOpOLIO
CTpYKTYpHpoBata. AsropedepaT IHCCEPTAUMH [OMHOCTBIO OTpaaeT cyTb H
cofiepikaHie JHCCEPTALHH, A TaKKe OCHOBHEIE HAYYHBIE BRIBOJIBL 1 MPaKTHYeCKHE
PEKOMEHIALINH,

[peacTaBnenible HayYHBIE TONOKEHHA COOTBETCTRYROT OTpachn «MeanuuHcKHe
HaykH», cneHansHocTaM 3.1.21, — Tegnarpua u 3.1,19. — DHAOKPHHONOTHA.
MpuHHEENHAIBHBIX JAMEYAHHH 10 JHCCePTALIHA HET.

B xone peueH3HpOBAHKA BOSHHEIH CNEIYIOUIHE BOMPOCHL:

I, MpoBognnock AW MONCKYIAPHO-TEHETHHECKOe obCieloBaHHe poauTenci |
B KAKHX CTyHaax 310 0110 Hanbonee Henecoodpasio’

2. ¥ kakoro KONHYECTBA MKeHWMH ORI JHATHOCTHPOBAH TreCTAUHOHHBIH
auaber BO Bpemsa OEpPeMEHHOCTH, H NPOBEIEHO JIH WM BOOCHEACTBHH
MOMEKYIApHO-reHeTHYeCkoe obcneaoBaHHe”!

JaRmoyenne

Mueccepraunonydas pabora Mapun Esreneesnnl TypryHoeoll «Knnnnko-
nabopaTopHiie N MOJEKYNAPHO-TeHETHHECKHE OCODEHHOCTH MOHOreHHBIX (opM
caxapHoro auaberta v jereiis, nNpeicTaBleHHad Ha COMCKAHHE YYEHOH CTEeNeHH
KaHAHAATa METHLIHHCKHX HAYK 1Mo cneunansHocTaM 3.1.21, — Tlenmarpua u 3.1.19.
—  DHIOKPHHONOTHH, ABJAETCH  3aKOHYSHHON  HayYHO-KBANH(HKAIHOHHOH
paboToil, cogepsameif  pemeHHe aKTyalbHOH  3afjasH  nNegHaTpHM M
IHAOKPHHOTOIHH, CBA3AHHOH © OoNTHMH3aUHell oOKalaHHA OOMOIIM IETAM H
NOAPOCTKAM € MOHOTEHHBIM CaxapHeiM  anadetoM. Apropom  paspaboTaHsl
TEOPETHHECKHE [ON0HKEHHA H NPAKTHYECKHE PEeKOMEHIALHY, HATPaBIEHHbIE Ha
NeEPCOHUGIMKAINID OKA3aHUA MEJMIIMHCKOH MOMONM JeTAM [IPH  MOHOMEHHOM
caxapHoM guabere ¢ YHETOM Pe3YALTATOB  MONSKYIAPHO-TEHETHHECKOrO
HCCEA0BAHHA,

[To ceoeil akTyansHOCTH, HOBH3IHe. HayuHo-mpaxTHHecKoH 3IHAYMHMOCTH
auccepranus  Mapun  Esrenvesnsl  Typryuoeoil Ha Temy  «Knunuko-
1abopaTOPHBIE W MOAEKVIIAPHO-TEHeTHYECKHE OCODEHHOCTH MOHOTEHHBIX (POpM
caxapHoro amadera v JeTeii», MOJHOCTEIY COOTBETCTBYET TpebopaHuaM nn.9-14
«llonoxkenna ©  DpPHCYKIEHHH  Y4e€HBIX  CTeNeHel»,  YTBEPKIACHHOTO
noctanoBnennem [lpapurenscrsa Pocewiickoit Penepaumu ot 24.09.2013 .



Ne 842 «O nopaake NpHCYKISHHA YUEHBIX CTENEHEH B PEIAKUMH, YTBEPHACHHOH
nocraHosinenuem [Npasurensersa Poceniickoi denepanmn Ne 3535 or 21.04.2016
r., IpeasABIAEMBIM K JHCCEPTALIMAM HAa COMCKaHMe YYeHOH CTeneHH KaHAWIaTa
MEIHLIIMHCKHX Hayk corjnacso a  ce astop Mapua Esrensesna TypkyHoBa
JACTYAHBALT NPHUCYHIASHHA HCKOMOH YHEHOH CTENeHH KaHIHIaTa MEIHUHHCKHMX
Hayk no cneunaneHocTaM 3.1.21. — lenuarpua 1 u 3.1.19. — Duanokpunonorys.

OduunaieHbiii ONNOHEHT

3apenyviommi kadenpoi netckux domeInei

Jlewebnoro duakyasrera

HHeTHTYTa MeJHIHHCKOrD 0DpazoBaHUA

3apeayrowuii HHJT netckoil sHIOKpHHOTOTHH

HHCTHTYTA SHIOKPHHOMOMHH

OI'BY «HMHL um. B A, Anmaioray

Munzapasa Poccuu

(Hayunas cneumansiocts 14.01.08 — Ieanarpus)

JAOKTOP MEJIHIMHCKHX Havk, npodeccop | Hpuna JleoposHa HukuTHHA
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