OT3bIB
oQUIHATEHOTO ONTIOHEHTa JOKTOpa MeIMIMHCKWX Hayk JlepsOuHol Laciebl
TeHHagbpeBuLl Ha OHCccepTauwio TlmexaHoBoih Mapraputel AJCKCaHIPOBHLL 114
Temy «TakTHKa BCCHHS GepeMelbIX ¢ BIEPBBIE BLISBICHHON THIECPrIIMKEMHER:!
IMATHOCTHKA, MOJIEKYIAPHO-TEHETHHECKMe BapWAHTEL, JCUEHHE, MOCIePO/IOBOC
HaGuroeHde», NPEICTABIEHIYI0 HA COMCKAHMC Y4YeHOH CTelcHH KaHIHAaTd
MEIHIIMHCKMX HAyK IO CheuHalbHOCTAM: 3.1.4. AKYIIEPCTBO W 'HHEKONOrHA H

3.1.19. HAOKPUHOIOIUA.

AKTYaNLHOCTE TeMbI JHCCEPTANHOHHOIO HeC/IeI0BaAHHS

TTpoGnema rUITEPTTHKEMHH BO Bpems DepeMeHiioCTd HaXOOUTCH B LIEHTPE
BHHMAHMS AKVIIEPOB, JHIOKPHHONOrOB W HEOoHaTonoros. [ecTannoHHbIM
caxapupiii auaber (TCJ) ociaownser go 15-17 % Beex GepemeHHocTed. Dra
NaTONOTHS  ACCOLMUPYETCA © OOJbIUMM HHCIOM dKYLIEPCKHX OC.I0KHEHWH,
BRICOKOIT IepHHATAIEHON 3a00N1eBaeMOCTBIO H CMEPTHOCTBIO, HEOIArOIPHATHLIMH
OTHANEeHHBIME TIOCIC/(CTEHAME 118 310pOBET MaTepu W ee pedeHid. Panpsii
THATHOCTHEA THIEPIIMKEMHAH ¥ OepeMeHHbLIX H CBOEBPEMEHHO HavaToe NE4CHHE
CHHKAIOT PHCK HeO)IaroNpHATHBIX MCX010B. BRIam MoHOIreRHBIX (Opv caXapHOro
auabera B crpyrrypy I'CJl U3ydeH HEAOCTATOYHO, B OCHOBHOM, HA TIPHMEPC JIBYX
BAPHAHTOB Anabera 3penoro Tuna y Monodsix (MODY-muaber), o0ycnoBreninIx
MyTaIAMHE B rede rarokokudassl (GCK) # reHe nedeHOWHOTO AAepHoro GaKTopd
1 anspa (HNF1A). Tunepraukevus ¥ HalMeHTOK € MyTAlUeH B I'eHE
ITIOKOKHHA3E YACTO AMArloCTHPYETCA BIEPBLIE HMEHHO BO BpeMy BepeMeIiocTH.
OnTUMANIEHO, 9TO0K ¥ JaHHOH KOropThl NAIHeHTOK NH(ipepeHHaIbibIi JIMarHo3
THOEPrIMKEMUE € BRINOIHEHUEM MOMEKY/ISPHO-TEHETHUCCKOIO HCCIEI0BAHUS
NPOBOIMICA N0 3A4aThs. Jledenne rAMeprIuKeMuy, 0DyCIOBIEHHON MyTaluel B
reHe TTIOKOKHHA3Ll, He BCerma 1enecoodpasHo H  Manod(POEeKTHBHO BHE
GepeMeHHOCTH. [ €HOTHII IITOAA NANPSIMYKD OIPee acT seleHHe DepeveHHOCTH 1

[ePHHATATBHBIN MCX0A ¥ TAIHeHTOK ¢ caxapHsM auaberoM MODY 2. TaxiM



ofpazoM, TemMa IHCCEPTALMOHHOIO wuccienopanns ILiexanosod Maprapuisl
Anexcal/ipOBHEL aKTYAIIBHA, & TAKWE ACNEKTHI, KaK OITHMH3ALHS THArHOCTHKH H
BemeHusl GepeMeHlibX ¢ BIIEPBLIC BhISBTEHHOM WTEPTIUKCMHEH, 000CIORBIBAIOT
HEOBXOIIMOCTE TAHHOTO WCCIeIOBalMs, KaK ¢ HAYUHOH, TAK M ¢ IPAKTHHICCKOH
TOUKH 3PEHNA.

Crenent 0H0CHOBAHAOCTH H AOCTOBCPHOCTH NOJIYHEHNLIX HAYHHELIX
NOJI0MEHHI, BEIBOIOB H peKoMeHaanui, cpopmy. . IHPOBAHNIKIX B
AHCCEPTALHH, HX J0CTOBCPHOCTL H HOBH3NA

OG0CHOBAHHOCTL  HAVYHBIX  NOJOMKeHuH,  chOpMyNHMpOBAaHHBIX B
muccepraunn  [lnexaHoeoli — MaprapuTel  ANleKCAHAPOBHBL, 00yCIoBIeHA
A7TeKBaTHLIM JH3alHOM WCCIeNOBaHUs, COBPEMEHILIMY METODAMM HCCIETOBAHMS,
obBeMOoM  HCCIe0BaHMi, ol0ecnedMBalOIAM — CTATHCTHYECKH — 3HAYHMBEIC
TIOTOMKEN M, 3AKIH0HCHHE H BEIBOLI,

JOCTOBEPHOCTE  NOJIYYEHHBIX — pe3yIbTaToB  JOCTHIHyTta  3a  cuel
JOCTATOUHOTO 0fhemMa KITHHUYEeCKoro MaTepuana (obcaenorano 240 OepeMeHHbIX
KeHIDWH u WX HopopowafHHble), CremeHp CTaTHCTHHECKOW 3HAUMMOCTH
MOJVUEHHBIX Pe3VIIBTATOR JIOCTHTHYTA 34 CHET MaTteMaTHueckoi 06padoTku
MaTephand ¢ TOMOILK KpaTepues MauHa-YurHy, XU-KBajpaTa, TOHHOLO
kparepua Ouiepa, xoadipuipenTa panrosol koppendund CIHpMeHd W anatusa
xapaxrepucTryeckoll kpusoii (ROC-aHanusa), 3T0 TO3BOIUIIO aBTOPY NMONYYHTD
ApPryMeHTHPOBAHHDIC JIAHHBIE H CACNaTE 000CHOBAHHbIE BEIEOALL.

Bee vcciieoBaHus asTopa Hayuyio 000CHOBaHLL. BEIBOIBI M IIPAKTHYECKHE

PeKOMEHIAINH BbLITCKAIOT 1 MATEPHANE JUCCERTALHHN.

Hayuynasi HOBH3HA j@HHOH paboThl 3aKTHOHAETCSl B TOM, 4YTO [IPOBENCHDI
CPaBHUTC/BEHAA XAPAKIEPHCTHRA TeHeH W3 DepeMerOCTH ¥ MALMCHTOK C BIOCPBLIE
BLIABICHHON HOepriMKeMyel, B TOM HHC/Ie ¢ CaXapHbIM nuaberon MODY 2, a
TAKGKE OUEHEA HCX0A0B OepeMeHIOCTH B 3aBHCHMOCTH OT CPOKOE BBEIABICHMH

THIIEPrAMKEMHAH, TECTAMOHHON MPHOABKU MACCHL Teld, CYTOYHOH 103bl HHCYIMHA



U ypoBHA rinukemuH. OOHapyxeHB HOBBI® TNpPeIHKTOPEl caxapHoro uadeta
MODY 2 cpegu OepeMeHHBIX € BNEPRRIC BRISBICHHONW runeprnukcmuci. llo

pe3yabTaTaM paboThl MOTYYeH NMATEHT Ha H300peTeHHe.

3Hayenue BLIBOAOB H PEKOMEHIAUMI, MONAYIeHHBIX B THCCEPTALIHH,
OIS HAVKH H IPARTHKH

Pezyaerarel guccepratuoHHoro wecielosanus |Liexanosoit Maprapuiel
ANeKcaHIPOBHBL C/IeAYET OLUEHMTb, KaK Cepbe3Hbl BKNAL B HAYKY H IPAKTHKY.
Padora BeIMOIIHEHA Ha COBPEMEHHOM HAYUYHO-METOIHYECKOM YPOBHE W HMeeT
BEHKHIOE ZHAYEHUE JUIM PEelIeHds TAaKoH nmpobneMbl, KaK JHACHOCTHKE M JeHCHME
THMIEPTIIMKEMHEH BO BpeMs GEpeMEeHHOCTH © YYeTOM PAzIMYHBIX (JOPM CAXAPHOIO
Juabera W re”HoTuma Iutoga. JloctomHeTBoM  padoOThl  SBAACTCH  ONUCAHWE
NpenUKTOPOB PaHleH FHOeprIiKeMHH U MapKepoB caxapHoro aradeta MODY 2 B
TONYIAIHHE OepeMeHHbIX.

np"d}fl‘b‘]‘-iﬂCKDM}’ 3ARABOOXPAHSHHED NPEUTOHCH I PA3HEIC TAKTHEW BECHHA
DepeMeHHOCTH ¥ NEUMeHTOK ¢ caxapHeiM anabetoM MODY 2 B 3aBHCHMOCTH OT
TeHOTHIIA I710a, YTO [O3BOIMKT CHH3HTE PHCK POXISHUA JeTell, Kak Mal1oro, Tak 1
DONLINIOID BEcA MM TECTAIMOHHOIO ROZPECTA, M YAYUIIWTL DCPHIATANLILIC

HCX OO

OueHKa cOICPRAHMS JHCCEPTAIIHMA
Hucceprauua u3noxeHa Ha 107 crTpaHWI@xX KOMITBIOTEPHOIO TEKCTA M
COCTOWT W3 BBeIeHHA, 00320pad JMTEPATYPhl, COOCTRCHIILIX MCCICAOBAIN,
3AKNIOYEHHS, BRIBOIOB, MPAKTHHECKHX peKOMeHIaluil, VKa3aTels COKpalleHHil u
CIIHCKA TUTepaTyphl.
Kpurnueckuit aHanuz 131 MCTOYHMKOB JIMTCPATYPbl NO3ZBOIMA THCCEPTAHTY
norudHo o0OCHOBATH LEMH M 3agadl uccienoBanus. OcHOBHAA 1eNh padoTel —

¥FIVUIIEHHS MepHHATLIbHEIX HCXOIOR GC])CMCILHDCTH ¥ NAOHCSHTOK < BICPBRIC

Ly



BhISBIEHHON THOEPTIMKEMMCH MYyTCM ONTHMWIANMMA HOIX0J0B K THAlHOCTHRC M
NEUEHHIO ¢ YUCTOM BBIABISHUs MOHOTEHHEIX QOpM caxapHoro auadera,

[I9Te 3aJa9 COOTBETCIBYIOT BLIOPAHHONH 1leiW WecaegosaHud. Hayunas
HOBH3HA U npamﬁqecxaﬂ IHAYUMOCTE HE BEI3EIBAIOT COMHCHMMA,

(630p TUTEPATYPE COOTBETCTBYET TeMe THCCePTAIlNH, HAaUcal noApodho.
YeTKO | AcHO. [1py uTeliMK 0630pd JHTEPATY PRl MOKHO CIETaTh BEIBOI, YTO dRTOP
Xopomo paszbupaercs B H3ydaeMoH Ipobneme, YMeeT aHajM3MpOBaTh HdaHHEIE
HAYYHBIX HCcaedoBatuid, O030p 3akaHYMBASTCA KPATKUM pe3stoMe, B KOTOPOM
MEepPEeYHCIeHbl HEPACKPEITHIE CTOPOHbBI H3YYACMOH TEMbI.

Bo Bropoi 171aBe OMHCaHBl MaTepHalbl H METOAbLI, HCHOIbL3OBAHHBIE B
wecnegosanid. CrneayeT OTMETHTh, 4TO BLIOPAHHBLIE METOJMKU COBPEMEHHEL,
AsTopoM OblTH IpoaHATHAPOBaHEl 240 HeTopul DONe3HH NAlMEHTOK C BIIEPBbLIE
BEISBIIEHHON THIepridKeMueil Bo Bpems OCPeMEHHOCTH, W3 HUX B TIPOCTIEKTHBHOE
vcenegopaHe Oblmn BKICYeHB! 82 Oepemennbie keduwunel ¢ ['CH, koTopoie
HAXONMIKHCL TIOM, THATEIBHEM HAOMOOSHHeM H BBIIONHANH PEKOMElldllnH (10
IHETOTEpalHH, HHCYIHIOTCPANMK, (PUIMYECKONR AKTHBHOCTH W CaMOKOHTPOMIO
rMoKo3L Kposd. [lanueHTkH OBUIM MOJeleHEl HA 2 TPYILI B 3aBHCHMOCTH OT
BPEeMEHH BLIABACHKS IMUEpriMKemud. BeeM IKeHIIHHaM OBLIO  OpOBCACHO
MOJIEKYISIDHO-T@HeTHHECKOe HCCIed0BaHHe, [0 Pe3yILTATAM KOTOPOIe B TPYINE
pautero 1'CJ] 66110 BeIIBIEHO 25 OepeMeHHBIX ¢ MYTALUEH B [eHE IIIOKOKHHA3LI.
[Tocne pomoB OeTaM, pOiKASHHBIM OT Marepeid ¢ juaberom MODY 2, Gemo
NPOBeIeHO ONpedeleHne aHATOTHYHOI MyTauuu. Taioke B uccienosanue Oblia
BKIIOYEHA KouTpolieHas 1pynna w3 30 OepemenHelx ¢ ['CH, Kotopiic
HaGMIODATHCE 1O MECTY IKHUTEILCTEA M Oblin Hatpasiensl Ha poael B MOHHMHMAT'
Konvuecrso o0cnenoBaHHEIX OepeMeHHEIX ABISLTCA JOCTATOYHBLIM KIHHHUYECKIM
MATCPMANOM Uil PEelIeHHs TIOCTABIEHHBIX 34024 H MOIY4EHHA J0CTOBCPHLIX
pe3yIbETaTOoB.

B rnase 3 uoipoGHO OCBemIEHB! BOMPOCH TIOCTaHOBKH amaruosza 1'CJ

OIIpedelIcHbBl IMOEA3aHHA K HAa3HA4YCHHKY HHCYIHHOTCPHIIIMH. BhIgBI@HO, 4TO



HApyIIEHHEe [JIMKEMHH HATOWAK M HAPYIIEHHE TOJIEPAHTHOCTH K IUIOKO3E
SBIAIOTCS HE3aBHCHMBIMH  TPeIMKTOPAMH  HA3HAHEHUA WHCY/IHHOTCpArMK ¥
Gepesennplx ¢ pamaum ['CJT mpu cpasHeHun ¢ OCpeMeHHEIMH, HMEIOLLHMMK
nosqumii TCJH, PaceMmOTpeHBI pasiuuHBIe NpeAMKTopsl amabera MODY 2 &
rpymne pandero [CJl, onpededensl nanbonee CTATUMCTHYECKH BaKHBIE KPUTCPUU
i 0TEOpa NALMEHTOB ¢ LE)IbI0 TTOATBEPIK/ICHIS MY TalliK B TeHEe TTIOKOKHHA3DL

['naga 4 hoceslleHa OINEHKE YacTOThl AKYIIEPCKHX W NEPHHATAIBHBIX
HCX0J0B ¥ OepeMeHHbIX ¢ padHnM, nosaHin ['CL »n caxapHEIM guabeton MODY
2. YacTOTHl AKyLIEpCKHX M [MEPHHATANLHLIX HCX0J40B OBLTH CONOCTABHMBL 1
0BCeAOBAHHEIX [PYIMIAX I TOArPYINAX, UTO MOITEEPIKIACT 3HAUAMOCT]L PAHHEH
MATHOCTHKM  HMEPriMKGMWAH,  CBOCBPEMEHHOTO  HA3HAYEHHS  /(METhl W
HHCY.IMHOTEPAIHY ¥ JIaHHOH KOrOpThl DepeMeHHbIX,

(coboe BHHMAHME ClHedyeT YICUMTE Becy JeTed TMpH  DPOKISHUH,
CTaTvcTHYECKOE pasTHYMe B Bece jerell B rpynue paruero u nosmaero I'CJI we
GbIT0 3aUKCHPOBAHO, HO TIPH DTOM B IOATPYINE judadera MODRY 2 Owlno
NOAYUEHO 3IAUMMOE PazIMyMe 110 BECY ACTEH B 3aBHCHMOCTH OT HANWYWi H.IA
oTcyTeTBHA MyTauHl y pebenka. Takun 0bpazom, TeHOTHIT J10J4 ONPEACIAeT eTo
KECOBEIE TIOKA3ATEIHM, YTO BAXKHO A0S IPOTHOIMPOBAHUA MYTALMK ¥ IIOOA W
olpeNieNeHus TAKTHKH Beienns DepeMenoctd W poaos. Tak we OBLIO HOJIYIEHO
3HAYMMOE PA3THUHe MEKIY BECOM jleTell U3 KOUTPOILHOI TPYIIbl H BECOM | lerei.,
POKIEHHBLIX MaTepsaMu ¢ parHeil runcprivkemuedl. lakum oBpasom, JAETH, MbM
MaTepH He HAXOMHWIHCH 00J THIATEIRHLIM HAOMIOJeHHEM W HE MNOJy4qHiH
CBOEBPEMEHHOI KOPPCKITHH THIEPIIAMKEMHH, IMe1d DOJBIIHH BEC IIPH POKISHAA.
ABTOPOM TIPE/UIOMKEHBl PA3/MYHBIe TAKTHKH BejeHHA DepeMEHHBIX ¢ CAXAPHbIM
muaberor MODY 2 B 3aBHCHMOCTH OT Me€HOTHIA THIOJA.

B rnaee 5 mpHBe/IeHO DeTanbHOe 00CYKISHHE NONYUSHHBIX Pe3yIbTaTOR
WX COMOCTaBpjleHHe ¢ TyOIMKalUIME aKyIIepOB-THHEKONOIOB W SHAOKPHHOIIOTOE,
IPOBROAMBINIAX TIOXOIKHE WCCTefoBanua. |ipedcTaBneiiinii MaTepyual 00obmacT M

CBA3ZBIBACT BOEIMHO NOONYUCHHBIE pPe3yILTAThL, HWTO OO3BNIHST BOCIIPHHHMATE



pabory Kak 000coOIeHHOe H 3aBepPIEHNOe HeclieJOBaHne,

HuccepTanmsi COJEPKUT 5 BHIBOIOB, KOTOPBIC JIOCHMYHO 34KaHYHBAIOT
AHAITH3 KIHHHYECKOrO MCCHENOBAHWN M COOTBETCTBYIOT MOCTABRICIHEIM B paboTte
sanagaM. Paborta 3akaHUHBAETCH TIPAKTHYECKHMH  PEKOMEH;1alHAMI, KOTOpPBIS
JIOTHYECKH BBITCKAIOT M3 [IPOBEJCHHOID HCCIENOBAHUSA U XOPOWIO ODOCHOBAHEL
IlpakTHueckue peKOMEHIAUMH CHOPMYIHPOBAHEl KOHKPETHO H OYIYT IOIC3HDI
st TpEMEHEeHMA B KJIMHHYECKOH [pPakTHKE  aKylep-THHEKOJIOIOB U
IHIOKPHHOIIOTOB.

Yrazarens nureparypsl BeIrodaeT 131 uetounuk, rae 14 npeidcrasieHbl Ha
pycckoM B 117 — Ha alrnuMicKoM s3hiKax.

ApropedepaT B TIOIHOH MEpe OTPaKACT COJASPKAHMEe TUCCEPTALMH M
COISPKUT OCHOBHBIC MONOMKEHU W BEIBOJEL

IMpy anaTH3e AMCCEpTauMOHHON padornl NPUHIWTHATEHEIX 3aMetaluil 1e
BO3HUKI0, [1pH NpOYTEHHH JUCCepTAlHH OCTAIHCE BONIPOCDL:

1. BBITH T BEIABIEHB! €1UE Kakue-nudo myraiun y depemennsix ¢ I CII7
2. YTo u3BECTHO O BIMAHNH APYTHX GOpPM MOHOTEHHOTO CAXdapHoro jmadera Ha

MePHHATATBHBIE HCXOMBI?

3araioyeHuye

Huccepraimounas pabora [liexadosod Maprapursl AneKcapApoBHbLI HA
reMy « TakTHKA BeleHuA DepeMeHHbIX ¢ BICPBLIC BLISBIEHHON MATIEprIIKeMIeH:
AHATHOCTHKA, MOJIEKYIMPHO-IeHeTHYeCKHe BapHAHTHI, JedHeHHe, MNOCIepo/10Boe
HAOMIONEHHE» ARIACTCH  33BCPLICHNIOH  HAYYHO-KBATH(MHKAIHOHHOH paboToi,
KOTOP&A COJIEP/KUT HOBOE pellleHHe aKTYAIbHOH 3a1a4H aKyllepcTBa-CHHEKOI0IHH
W SHIOKPHHOIOTHH — YIYHIIEHHE HCX0/108 OePEMEHHOCTH ¥ TIALHEHTOK C BOSPBLIC
BEITBIEHHOH THIEPTIMKEMHCH MYyTCM ONMTHMW3AIMKM LIOAX0IL0E K THATHOCTHEE H
NEeUeHH) ¢ YYeTOM MOHOTEeHHBIX QopM caxapHoro jgumabera, a Tamme
MePCOHATHIUPOBAHNDLIMN NOIAX0A 418 RCACHUs OEepeMeHHBIX ¢ TUIePrIHKeMHCH,

Ty HMeeT CYIISCTBCHHOE  3HAYUCHHE 108 AKYLIUIEPCTBA-I'MHEKOTOIHH H



YHIOKPHHOIOTHH.

Huccepranvonnas padora MLA. TliexaHoBol cooTBeTCTBYeT TpeboBaHMAM
n. 9 «llomoxeHua O OPUCYICACHME  YUCHEIX  CTCHCHCH®,  VIBEPHJIEHHOID
NOCTAHOBIEHUEM ..np&BHTe.‘ILCTBa Poccutickoit ®enepatuu ot 24.09.2013 1. Ne
842 (B pemakumu nocraHosiedus [lpaswrenscrsa Pocculickoli @egepannu oT
21.04.2016 1. Ne 335; or 30.08.2017 r. Ne 1024; ot 26.05.2020 r. Ne751 n o1
20.03.2021 r. Ned20), npeansBaseMbIM K JMCCEPTALMAM, [IPEACTABIEHHBIM Ha
CONCKAHNME YMeHOH CTeNeHM KaHIUIaTa MeIUIHHCKUX HAYK, a aBTOP BACIYKHBACT
MPUCYAJICHUST MCKOMOH CTelleHH IIo clelHanbHocTAM  3.1.4. AxylepcTBo H

runexonoryda 1 3.1.19. BrpokpuHoiori.

OdrunaneHelil ONIOHEHT:

BEAYIIMH HAYUHBIH COTPYIHHK OTHENeHNs
AHTEHATAJBHOH OXPallbl 1014
@edepalbHOIO IOCY IAPCTBEHHOTO
DHJIKETHOTO VUPEKISHHS « Y palTbCcKHi
HAYYHO-HUCCIeI0BATCILCKHI HIICTHTYT



