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BeAyLIEro y4pe:KACHHs] O HAYYHO-NPAKTHYECKOH UEHHOCTH JHCCepPTALHH
OBcsanHUKOBOH Anbl KOHCTAHTHHOBHBI, NPEICTABJEHHYI0 HA COMCKAHHE
Y4YeHOH CTemeHH [JOKTOpa MeENHUMHCKHX Hayk Ha Temy: «Kiaunuko-
reHeTHYeCKHEe acneKkThbl caxapuoro aumadera tuma MODY y auu moJgionoro
BO3pacTa: JaHHbIe AHHAMHYECKOTr0 HAOII0IEHHSI» 110 CIeUHAIbLHOCTH

14.01.02 — yHAOKPUHOIOT HS.

AKTYaJIbHOCTh TeMbI BbINIOJIHEHHOH padoThI

Omnpenenenue tuna caxapHoro aumadera (CJI) y nuil MOJOAOro Bo3pacra
BBI3BIBAET OMpe/iesieHHble TPYJHOCTH. C yBelMYeHUe pacipoOCTPaHCHUS 0KUPEHUS]
Genoruner CJI 1 tuna u CJ] 2 THna cranu MeHee pasiuuvMBbl. Y BEIHYMIOCH KaK
KomuuecTBO feTed u noapoctkoB ¢ CJl 2 tuna, Tak U gons nauueHToB ¢ CJ] 1
THIA, UMEIOIIUX H30LITOUHYIO Maccy Tena wid oxupenue. Jlebror CJI 1 Tuna y
B3POCIIBIX MOJOJBIX ALMEHTOB MOXKET MIPOTEKATh 0e3 BBIPAKEHHBIX KIMHHUYECKUX
CHMIITOMOB IIOJIMYPHUH, NOJUIUIICHH, BO3MOXHO Pa3BUTHE BPEMEHHOH PEeMHCCUH
3aboneBanus. Pa3paboTkm B 0ONACTH MONIEKYJSPHON TEeHETUKH IO3BOIMIM
BBISIBUTH PACTYILEE YKCIO MOHOTEHHBIX (opM U aApyrux noxrunos CJI, uto umeer
Ba)XHOE 3HAa4YeHMe /Uil BbIOOpa JiedeHHs. Pe3ynpTaTel MMMYHONOTHYECKHX M
IeHETHYECKMX HCCIeNOBaHUN MO3BOJAOT uaeHTU(uuuposats tun CJI, HO BoO
MHOTHX CTpaHaX MHpa 5TH WCCIENOBaHUs TIO-TIPEKHEMY OCTAIOTCA Mo
JOCTYMHBIMH. Pan uccienoBanuii mokaspiBarot, 4yto oT 7 1m0 15% cayuaes CJI
OCTAalOTCs HENpaBHIBHO KilacCHPUUMpoBaHbl. Bmecte ¢ Tem, mpaBuUiibHOE
onpenenenve tuna CJI nmo3BonseT BbIOpaTh NATOrEHETHYECKH MPABUIBHOE
JEUYeHHE, a TaKXKe IPOrHO3MPOBATh pPAa3BUTHE OCJIOXKHEHHMH M BO3MOXKHOCTD
pa3BHUTHS HAPYILIEHUH yriieBoAHOro oOMeHa y OaMKalilux poACTBEHHUKOB.

«CaxapHplii 1uaber B3pocoro tuna y Monoasix» (Maturity Onset Diabetes
of the Young — MODY) oriuuaercs KIMHUYECKMM TEUYEHHEM, MOAXOMAMH K
TEPaNU¥ M MPOTrHO30M. [lalMeHThl ¢ HEKOPPEeKTHO BepU(DHUIHPOBAHHBIM THIIOM
4acTO IMNOJYYalOT HeaJeKBaTHOE JieueHue, OCOOEHHO HHCYJIHHOTEPAIIHIO.



Nuarnoctrika MODY umeeT 00blI0e 3Ha4YEHUE KaK [UIS [TALIMEHTOB, TaK U JUISl UX
POJICTBEHHHUKOB.

KomriekcHoe H3ydeHHe I'eHEeTHUeCKMX, KIMHMYECKHX M MeTaboNndyecKux
[oKazarteneil mpu TMPOBEIEHUH JIMHAMMYECKOrO HAOIIOACHUS 3a MalUeHTaMH
MOJIOZIOr0 Bo3pacTa ¢ pacmpoctpanéuueiMu THaMu MODY  obycnasnusaer
BLICOKYIO aKTYaJlbHOCTh JJAHHON TeMbl.

CBs3b JHCCEPTALHOHHOMN paboThl ¢ IIAHAMH COOTBETCTBYIOIUX OTpac/Iei
HAYKH H HAPOAHOIO X035k CTBA

JluccepTalliOHHOE UCCIIe[0BaHHE TIPOBEIEHO B COOTBETCTBUU ¢ (HOPMYIIOH
cniequanbHocTd 14.01.02 - 9HJIOKPUHOIOTUS, BKIIOUYAIOLIEH U3yYeHUE JIeHCTBUS
ropmoHoB. O0NacTH UCCIIEMOBAHNS COOTBETCTBYIOT: I1.1 «I OpMOHBI, X CTPYKTYpa
n Qynxuuu. OCHOBBI OUOCHHTE3a M CEKpeLH, TpaHCnopra W Meradoi3Mma
ropMOHOB. MexaHU3Mbl B3aMMOJICHCTBHS TOPMOHOB. MeTo/bl  OnpeneneHus
colepiKaHus TOPMOHOB M WX AaKTUBHOCTH»; M.2 «MexaHusMbl SHIOKPUHHOH
PETYJSAIMH W  KOOPJAMHALMKM OCHOBHBIX MPOIECCOB  KUZHEACHTEIBHOCTH.
OcHOBHBIE NPUHLKUILI (YHKIIMOHUPOBAHUS DHAOKPUHHON CHCTEMBI M JIEHCTBHUS
FOPMOHOB B HOpPME W MPH pAsINYHBIX ITATONOTHYECKHX COCTOSHUSXY; 1.4
«DTUONIOIMs ¥ TIATOreHe3 SHIOKPUHHBIX 3a001eBaHUM, KIMHUYECKHUE MTPOSBICHHUS,
METOIBl JUATHOCTUKK 3a00JIeBaHUN IHIOKPUHHOW CHCTEMBI C HCIIOJIB30BaHUEM
KIMHUYECKMX, Ja00paTopHbIX, MHCTPYMEHTAJLHBIX M JIDYTUX  METO/0B
uccaenoBanusi, AuddepeHiranpHas JUarHoCTHKa pasiMdHbIX (POpM HapyILeHHs
TOPMOHAJILHOW PeryJIsium».

Juccepranonnas pabora OBcsiHHMKOBOM A.K. BbINOJIHEHA B COOTBETCTBUH
C IJJAHOM Hay4dyHO-KMCClienoBaTenbckoil paboTel  Hay4Ho-KCC/ie10BaTeNbCKOro
WHCTUTYTA TEPalUH ¥ NpOoGUIaKTHHIeCKOH MeanIuHbl — ¢punnana denepanbHOro
FOCYIAPCTBEHHOTO  OMOKETHOr0  HaydHOro  yupexjenus «®DenepaibHbId
WCCenoBaTenbekuit HenTp MHCTUTYT Luronorud W reHetukd Cubupckoro
oTaeneHuss Poccuiickoi akaJeMHH HayK»

Hay‘lﬂﬂﬂ HOBH3HA HCCJIe0OBaHHUA H MOJYYEHHBIX HAYYHBIX PE3YyJabTATOB

[lonyueHHBIE DE3YJLTATHI IUCCEPTALMOHHON pabOThl XapaKTepu3yroTCs
Hay4HOW HOBM3HOW. ABTOpOM BIepBbie onpenenena yacrora MODY cpean yun ¢
pagaom CJI no 35 mer u Qenorunudeckumu nposipaenusmMu MODY B
Cubupckom ®enepansiom okpyre (CPO) Pocenu, BeIABIeHa YacToTa Haubonee
pacnpoctpanénnpix tunos MODY (GCK-MODY — 68 %, HNFIA-MODY — 28
%). OueBuaHO, 4TO B paboTe ObLIM MPOAHAIM3UPOBAHBI (CyIs IO OMUCAHMIO
KIMHMYECKMX CIIy4aeB), HO He TMpPEeACTaBJEeHbl BCE HAMJIEHHbIE KOHKPETHbIE
MYTAI[¥ ¢ OLIEHKOH MX NaTOreHHOCTH.

B paGore Bepmduimposanbl i omucansl pejpkue Tunbl MODY (HNFIB-
MODY (MODY5) u ABCC8-MODY (MODY'12).



Briepseie B CPO coznana xoropra nun ¢ MODY, koTopas HaxomuTes 1oz
IuHaMu4YecKUM HaOmoaenreM ¢ 2014 ropa.

Brnepseie B Poccuu nposeieHO KOMIUIEKCHOE OOCTeN0BaHHE ITALIMEHTOB
Mousoztoro Bozpacrta ¢ MODY: usyuen HacneCTBeHHbIH aHAMHE3 110 HAPYILIEHUSIM
YTJIEBOJHOTO OOMEHA, ONpPEJIeNIeHbl COMyTCTRYIONIME 3a00/IeBaHKs U UX TEYeHHeE,
OlLeHEeHbl MeTabonuyeckue MoKazaTend Hanboliee pacnpoCTPaHEHHBIX TUIIOB
MODY, a Takske pe3yabTaThl JTeUeHu .

BriepBeie  paspaboraHa  xomnbioTepHas — mporpamma  «GLINVA»
(cBunerensctBo Ne 2019660636, 3apeructpuposana 09.08.2019), ¢ mnomoubio
KOTOPOW IPOBEJEH aHalW3 pe3yJbTaTOB HENPepbIBHOIO MOHUTOPHUPOBAHMS
IUIF0KO3B! y TanreHToB ¢ MODY.,

Briepsbie NIPOBEJIEH aHalu3 3pPeKTUBHOCTH COBPEMEHHBIX
CaXapOCHHIKAIOIIMX  MPenapaToB (MHTUOUTOPOB AMINENTHAMINETHAA3bI-4 U
MHIMOMTOPOB HATPHH-TIIOKO3HOIO KOTpaHcmopTepa-2 y naiueHTor ¢ MODY?2 u
MODY3. Xorenoce Obl MOACHUTH MOKa3aHWs K MPOJIODKEHMIO Teparuu
(MHCYJTHHOTEpANUU W IIepOpaIbHON CaxapOCHWKAIOIICH Tepanuu) y GOJbHBIX ¢
MOATBePKAeHHBIMU MyTalsiMu B rene GCK (MODY?2).

bbL10 M3yyeHo TedeHMe GepeMEHHOCTH y KEHIIMH ¢ MyTalUMsMH B reHax,
acCOLIMMPOBaHHBIX ¢ pazsutneM MODY.

3HAYMMOCTD Pe3yIbTATOB MCC/IeI0BAHUSA 1JI HAYKH U NPaKTHKH

Hay4Ho-npakTuueckas 3HAYUMOCTh MOJIYYEHHBIX pe3ynbTaToOR
MCCJICIOBAHUS OIPEAENsIeTCs PEeKOMEHIAlUUsIMU IO JAMArHOCTHMKE W BeIeHHIO
nanuento ¢ MODY B xiunuueckoit npaxtuke. ChopMyaupoBanbl MoKazaHMs
JJIs TPOBEJCHKST MOJIEKYIIPHO-TEHETHYECKMUX MCCIIENOBaHUH PacnpoCTpaHEHHBIX
unos MODY y nun monoporo Bozpacta B CPO. Ha ocHoBanuu paspaboTaHHOM
cxembl auddepenuuanbHoil anarnoctuku tuna CJI y JIHMII MOJOAOrO BO3pacTa
BPauM-3HIOKPUHOIIOTH NTPOBOAAT Bepuukauuio tuna CII u nmpu HeoOX0AMMOCTH
Hamnpap/IAl0OT  [MAlMEHTOB  HA  MPOBEACHHE  MOJIeKYJSIPHO-IeHETHYECKUX
uccnenosanui. PaspaboranHas xommbiorepHas nporpamma « GLINVA» Moxer
AKTUBHO HCIIOJIL30BAThCS JUIS OLEHKM BapHaOeNnbHOCTH TIIMKEMHH y OONBHBIX C
MODY. /lanHblii MOAXOA MO3BOJSIET OUEHUTH MMOKA3aTENH YIIEBOAHOIO 0OMeHa,
>(Q(HEeKTUBHOCT MPOBOAMMON Teparmuud M IMpH HEOOXOAUMOCTH MPOBECTH €8
KOPPEKIIHIO.

Pesynbrarel paboThl paclIMpSrOT CYLIECTBYIOIIHE HA CErOAHSIUIHUN [eHb
npejcrasjienns o yactore U tedeHud MODY y nuu mosiogoro Bo3pacra.

Pexomenaaumu no gajibHeilieMy HCNOJIbL30BaAHHIO PE3yJibTATOB H
BBIBO/J0B, MOJIY4YeHHBIX B HCCJICAOBAHUH

C yueroM Hay4yHOM M TPAKTUYECKOH 3HAYUMOCTH BBIMOJIHEHHOIO
UCCIeIOBAHMS PEKOMEH/IYETCSI UCTIONB30BAThL Pe3yJibTaThl U BBIBOJBI B YCIIOBHUSX
NPaKTUYECKOro  3[paBOOXpaHeHHUs B paboTe  BpayeH-dHIOKPUHOJIOrOB
aMOyJ1aTOPHOTO 3BEHA, YHJAOKPUHHBIX OTJENCHHI JJeueOHbIX YUPeKIeHHUH, a TaKkKe



B y4eOHOM TMporecce Cpeiu CTYASHTOB MeauiuHCKuX BY30B, opauHaTopos,
MHTEPHOB B pa3efe «IHIOKPUHOIOTHUSIY.

Jaka4yenune

Huccepraumonnass pabora OBcsHHUKOBOH  Amnbl  KoHCTAaHTHHOBHBI
«KnuHuKo-reHeTyeckue acnekTsl caxapHoro auabera tuna MODY y naun
MOJIOZIOrO BO3pacTa: AaHHbIE AMHAMUYECKOr0 HaOJIOAEHUs», ITpe/ICTaB/lIeHHas Ha
COMCKaHME YYEHOW CTeleHH [IO0KTOpa MEIAMIMHCKUX HayK M0 CHelUalbHOCTH
14.01.02 — »SHAOKpHMHONOTMS, HaydHble KOHCYNbTaHThl: akagemMuk PAH,
npodeccop, AOKTOp MeJulMHCKUX Hayk Boesoma M.U., NOKTOp MeaMUMHCKUX
Hayk Peimap O./l., siBisieTcsl 3aBepIleHHON Hay4YHO-KBaTU(UKAMOHHOM pabOoTOH,
B KOTOPOH COAEPKUTCS pelleHHe aKTyalbHOU Hay4yHOU MpoOJIeMBI MO0 M3YUYEHHIO
KITMHUYECKHX, JIA0OPATOPHBIX XapaKTePUCTHK M TeHeTUYECKUX acleKTOB Haubomnee
pacnipoctpaHenHbix  tanoB MODY (GCK-MODY, HNFIA-MODY) npu
TpEXJeTHEM HaOmMoOAeHUM U onpereneHnr yactoTel MODY cpenu nui Mosionoro
Bo3pacTa ¢ (DeHOTUNUYECKUMHU MposBIeHUsMU naHHOW (opmel CJI, nmerolei
CYLIECTBEHHOE 3HAuYeHWe /s KIMHUYECKON sHAokpuHojioruu. [lpencrapneHHas
JIUccepTallMoHHas paboTa cooTBeTCTBYET TpeboBanmaM nmyHKTa 9 «llomoxenus o
MPUCYXKIAEHUM  YUYEHBIX  CTENEeHEHW»,  YTBEPKACHHOINO  [OCTAaHOBJIEHUEM
ITpaButensctBa P@ ot 24.09.2013 r. Ne 842 (B pen. or 01.10.2018 Ne 1168),
IpeIbABASEMBIM K JUCCepTallUsiM Ha COUCKAHNE YUEHOHU CTeNeHH JO0KTOpa HayK, a
aBTOP 3aCiIy’)KMBAeT NPHUCYKIEHHAS HCKOMOM CTEIIEHH JOKTOPa MEIULUMHCKMX HAYK
no crneuranbHocTd 14.01.02 — 3HAOKPUHONOTHSL.

OT13bIB 00CYk1eH Ha 3acenanuu Yuernoro coera Ne 8 ot 29.10. 2020 ®I'BY
«HauuronanbHpId MEAMLIMHCKHHA HCCIENOBATENIBCKUM LEHTP JHAOKPUHOIOTHUN»
MunznpaBa Poccum (117036, Mocksa, yn. [Imutpus YnbsHoa, 11, e-mail
nmic.endo@endocrincentr.ru, Ten. +7495 5000090) «29» oxtabps 2020r.,
npoToKoa 3acenanust Ne§.
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