OT3bIB
OPUIINAJIBHOTI'O OIIIIOHEHTA
Ypa3zosoii Onbru UBaHoBHBI
o qucceprannu Bannaxmeroa Hanna Paymanosuya Ha Temy:
«BapuabeJbHOCTh FT€HOB capKOMepPHBIX 0e/1K0B NpH runeprpogun Muokapaa
pPa3INYHOIO reHe3a», NpeAcTaBJIeHHON HA COUCKAHHE YYEHOH CTeleHH
KAaHIHIATa MeJHIHHCKHX HAYK 10 CHENHATbHOCTH

1.5.7. I'eneTuka

AKTyaJIbHOCTH W30paHHO# Tembl. boJe3HW cHCTEMBI KpOBOOOpAaIIeHUS
3aHMMAIOT JIUIUPYIOIINE TO3WIHUKA B CTPYKType 3a00JIeBaéMOCTH M CMEPTHOCTH
HaCeJIeHUsI Pa3BUTHIX cTpaH mupa. [ uneprpodraeckas kapmuomuomnarus (I'KMIT)
Wil «OoNe3Hb capKoMmepa» — HacleICTBeHHoe 3aboieBaHue ¢ TO3THEH
MaHudecrane (Ha TpeTheM JECSITWICTHH JKU3HHW) U BapHabeIbHOCTHIO
KIMHAYECKUX MPOSBICHUN — OT MAJIOCHMITOMHOTO TEUSHUS JIO0 TSHKEIBIX apUTMUHA
C PHUCKOM BHE3allHOM KapauainpHON cMmeptu. Cpenn Hanboliee YaCTBIX IPUUIHH
Bo3HUKHOBeHMsT ['KMII BbienstoT MyTallud B TeHaxX CapKOMEPHBIX OEJIKOB
MYBPC3, MYH7, TNNT2, TNNI3, TPMI. Opnako BemuuywHa uX 3¢hdekra, a
COOTBETCTBEHHO M 3HAYMMOCThH B IMATOT'eHE3e BO3HUKHOBeHMS U pa3ButTus [ KMII
ABIIFOTCSL HEOQHO3HAYHBIMU. B psnme cimydaeB myrtanmu He ompepnensiorcs. C
ApYTrO¥ CTOpPOHBI, OT/EJbHbIE T'€HETHUYECKHE BapHaHTHI MOTYT OBITH HE TOJBKO
IIyCKOBBIMH ~ (DakTOpaMu 3a00JIeBaHUsI, HO U CIYXUTh JIOTOJHUTEIbHBIMI
(paxropamu-moupuKaTopamMu HeHOTHIIA TIPH YKe pa3BUBIIEMCs 3aboneBanun. Bee
Oonpmee BHuMaHue mpu [ KMII ynensieTcs W3y4YeHHIO MATOTCHHBIX (P QEKTOB He
OTHENBHBIX PENKUX KIWHUYeCKH 3HAYMMBIX BapHaHTOB MyTaIldi, a ux
KOMOHMHAIM, B TOM YHUCIIE C PACHpPOCTPAaHEHHBIMH MOJUMOPGU3MaMH, a TaKKe
aHaJlM3y YCIIOBUHW, IIPeNpacrojiaraloliiX WA CIOCOOCTBYIOIIMX ITPOSBICHUIO
IIaTOJIOTUYECKOro (PeHOTUIa W OMPEIeIONNX KIWHUYIEeCKOe TeueHue OOJIe3HH.
Kpome Toro, nokasana accouuarus monnMophusMa reHOB CapKOMEPHBIX OEKOB C

PEeMOIACIIMPOBAHUEM CEPIIA Y MAITMECHTOB, UMCIOIUX apTCPHUAJIbHYIO THIICPTECH3HIO.



B oroil cBa3m npuccepramus BammaxmeroBa Hawmns Paymanosuua,
HalpaBJIeHHAas HAa CPaBHUTENBHBIN aHaIu3 BapuabeIbHOCTH MTONHOW HyKICOTHIHOM
IIOCIIEI0BATEILHOCTH [eHOB capkoMepHbIx 0enkoB npu ' KMII u xommeHcaTopHOi
raneprpo@ur  MuoOKapZa |y  OONBHBIX C  apTepHalbHON  T'HIIEPTEH3MEH,
IPEICTABIIAETCS aKTyallbHOM, 3HAUMMOM U BOCTPeOOBAHHOM ISl HAYKHU U IPAKTHKH.

Crenenb 000OCHOBAaHHOCTH HAYYHBIX TMOJIO:KEHHil, BBIBOAOB H
pexomMenaanui, chpopMyJupoOBaHHbIX B auccepranuu. PaboTra BeIONHEHA B
nabopaTopuu nomyJssiuonHoi reHetrkn HUM MequIMHCKOMN reHeTHKH ToMCKOTro
HHWMII. Bce ee pasnensl, BKIO4as onucaHue OOBEKTa, METOIOB M Pe3yJbTaTOB
UCCIIEIOBAHMS, U3JI0KEHBI B IIOJHOW M JOCTYIHOM (opMme, AOCTATOYHOM It
[IOHUMAaHUs, aHAIIN3a U OLICHKU JUCCEPTAITUH.

B pabore wWCHONB30BaH  KOMIUIEKC  ONTHMAIBHBIX  MOJEKYJISPHO-
IeHEeTUYECKUX, OrouH(pOpPMaATUIECKUX 51 CTAaTUCTUYECKUX METO/IOB,
COOTBETCTBYIOIIUX IIOCTABIEHHBIM 3aJ[adaM.

DQopMyIMpPOBKH LEIH U 3aad HMCCIeNOBAaHUS COOTBETCTBYIOT HA3BaHUIO U
comepxanuio uccepranuu. IlomydeHHbple B paboTe BBIBOJBI apryMEHTHPOBAHEI,
SBIISIIOTCS ~ JIOTMYECKUM  CIEJCTBHEM IIOJNYYEHHBIX pe3ysbTratoB. (OCHOBHBIE
TIOJIOXKEHHMsI HOCAT TE3UCHBIN XapakTep, cPOPMYIUPOBAHEI YETKO B COOTBETCTBHH C
3ala9aMy MCCIIeIOBaHUs U HOBBIMM pe3ysbTaramu. JlocTaTouHbI 00beM TaHHBIX,
MX KOPPEKTHbIC aHAIIM3 M HMHTEPIPETALHs MO3BOJSIOT CYUTATh BBHIHOCHMBIE Ha
3aIUTY II0JIOXKEHUS U BBIBOJIBI HAYYHO 000CHOBAHHEBIMH.

JlocTOBEpPHOCTL H HOBHU3HA MOJYYEHHBIX Pe3yJabTATOB, HX 3HAYHMOCTH
AJIsi  HAYKH M NPaKTHKH. JlOCTOBEpPHOCTh IIONy4YEHHBIX PE3yJIbTaTOB
MOATBEPIKIAETCA  NOCTaTOYHBIM  00BEMOM  aHAIM3UPYEMBIX  ITOKa3aTejei,
JOTUYHOCTBIO [H3aliHa NHUCCEepPTaldX, WCIIOIb30BaHUEM BBICOKOMH()OPMATHBHEIX,
aleKBaTHRIX LEIM M 337adaM METOAOB MWCCIENOBaHUS U KPHUTEPHEB I
CTAaTUCTUYECKOTrO aHanu3a. IHoBu3Ha pe3ynbTaTOB, OCHOBHEIX TIOJOXKEHUH U
BBIBOJIOB, C(OOPMYJIMPOBAaHHEIX B JMCCEPTAIHH, COMHEHHM HE BBI3EIBAIOT. ABTOPOM
TUCCepTaIliy IIOJIy4YeHbl IIPUHIMIIMAIBPHO HOBBIE JaHHBIE O BapuabeTbHOCTH B

reHaxX CapKOMEPHBIX OEIKOB U ee Posid B (QOpMUPOBAHUU (EHOTHIIA THIEPTPODHUH
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MHOKapia pasIugHoro reHesa. Jligd BBIABICHHS KIMHUYECKM 3HAYMMBIX
TeHETHYECKUX BapUaHTOB TUMEPTPOGUUIECKON KapIAHOMMOIIATHH, XapaKTePUCTUKU
MHTPOHHOM H3MEHYMBOCTH WM3y4aeMBIX T'€HOB CApKOMEpHBEIX O€NKOB, a TaKKe
OIpENICNICHUs] ~ TAIUIOTUIIOB,  OOpA30BaHHEIX  BBLIABJICHHBIMH  BapHaHTaMH,
IPUMEHSIICS  METOJl CEKBEHWPOBAHWS TPETHETO IOKONEeHHA (HaHOMOPOBOE
CEKBEHHpPOBaHKE). BriepBele TPOBEJEH aHANW3 ACCOLHMAlMid  BBIIBICHHBIX
OJTHOHYKJIEOTHHBIX BAPUAHTOB W TaAlIOTUIOB T€HOB CApPKOMEPHBEIX OENKOB ¢
BaprabebHOCTEI0 KOJNWYECTBEHHBIX XapaKTEPUCTUK MATOJIOTHH MHOKapha y
narerToB ¢ I KMIL

ITolry9eHHBIE COUCKATENEM JaHHBIE O CBSI3W TaIlJIOTUIIOB, CHOPMHMPOBAHHBIX
HEKOJMPYIONIMMH BapUaHTAMH B Te€HaX CapKOMEPHEIX OeIKOB, C HM3MEHEHHEM
CTPYKTyphl ¥ (yHKIMH MuoKkapaa y manuentoB ¢ I'KMII u npu aprepuaibHOM
TUIEPTEH3UH SBIISIFOTCS MHTEPECHBIMA K 00MafaloT IOTEHLIMAIOM ajlbHEHIIero
U3yYeHWs — MX YACTOThl B TMOMyslud X (YHKIHOHANBHOW 3HaYMMOCTH. B
JIUCCEPTAllMOHHON  paboTe  JoKa3aHa  3HAYMMOCTH  MOHOMOJIEKYJIIPHOTO
CEeKBEHHPOBAHMs IS MOJEKyIsipHO-TeHeTHYecKkoi nuarnoctuku I'KMII, ocobenno
B ciydasx (a3supoBaHUS HECKOIBKUX KIMHUYECKHA 3HAYMMBIX TI'CHETUIECKUX
BapUAHTOB U ONPE/IEICHN TallJIOTUIIOB.

JlaHHBIE O CIIEKTpe KIMHIYSCKH 3HAUMMbIX BAPUAHTOB B T€HAX CapKOMEPHBIX
6enkos y narmentoB ¢ I'KMIT, mpoxwusarommx B CHOUpCcKoM (efepanbHOM OKpyTe,
MMEIOT BaXHOE 3HA4YeHWEe [UIA IPOBEACHUS  MOJIEKYJAPHO-T€HETHYECKOM
IMATHOCTUKHY JAHHOW MATOJNIOTHH. 3HAHUS O CTPYKType ramiotunos reaos TPMI u
TNNT2 y marmentoB ¢ [KMII u runeprpodueii MHOKapia MpH apTepHalbHOM
THIIEPTEH3UH JIOTOJHSIIOT MMEIONIecs IPEACTaBICHUs O I'€HETHYECKOH OCHOBE
peHoTHIIA THIEPTPOGUU cepAla pa3anHoro reresa. [logydeHHbIe pe3ysbTaThl O
CBSI3W OTIENBHBIX T€HEeTHUYECKUX BapHAHTOB W TaIlJIOTUIIOB I'E€HOB CapKOMEPHBIX
0enmKoB ¢ M3MEHUMBOCTBIO 3XOKapAHOIpa(pUUecKUX IOKa3aTelleld y IMallueHTOB C
['KMII MoryT OBITh HCIOJB30BAHBI U (POPMUPOBAHUS IPYIIl PHUCKA TIKEIOr0
TeYEHUs] JaHHOU aTOJIOTUH.

Pesynprarhl amccepTaniioHHON paboTel Banmaxmerosa H.P. HeomHOKpaTHO
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OOKIIAIbIBAINCE HAa HAYYHO-IIPAKTUYECKUX MEPONPUATHSIX PA3HOTO YPOBHS
(peruoHaIbHOTO, BCEPOCCHUICKOr0, MEXIYHAPOAHOTO) ¥ OIMyOJMKOBAaHEI B 6
Hay4dHbIX paboTax, B TOM uucie 4 cTaThd — B NMPOMUIBHBIX HAYYHBIX H3IAHUSX,
pexoMennoBanHbIX BAK npu Munobpuayku Poccuu uis myOnukanuy MaTepraioB
IHCCepTaliil Ha COMCKaHKUe YYeHOH CTEeleHU KaHIuaaTa HayK, U3 HUX 3 CTaThH — B
XKypHajaX, HHIEKCHUPYEeMBIX B MeXAyHapoIOHBIX Oubimorpadudyeckux 0azax
nanHbIX Web of Science/Scopus.

PabGora BeImONHeHa mpu QuHAHCOBOM momnepxke CoBera IO IpaHTaM
IIpesunenra Poccuiickoit @enepanmu (rpantr MK-1093.2020.7), Poccuiickoro
donna dyHnaMeHTaNbHBIX HccienoBannil (mpoekT Ne 20-315-90059) u mporpaMmet
Hay4HbIX ucciegoBanuit Noe AAAA-A20-120041490002-9.

HccnenoBanus npoBefeHbl ¢ COOMIOACHNEM MPUHIAIIOB TOOPOBOJBHOCTH U
KOHOUICHIUATBFHOCTA B COOTBETCTBUU ¢ DemepanbHbIM 3aKOHOM «O6 OCHOBax
OXpaHbl 3710poBbs rpaxzaad B Poccutickoit ®enepanum» ot 21.11.2011 N 323-®3 u
C paspelleHdss KOMHUTETOB IO OnomermuimHckod »sTuke HUM  kapmuomoruw
Tomcxkoro HUMI (mpotoxon Nel51 ot 22.12.2016 r.) uw HUW memunmHCKOIA
renetuku Tomckoro HUMIT (mpotokon Ne4 ot 25.11.2019 1.).

B nenom, onenuBas pabory Bamunaxmerosa H.P., HeoOX0auMO OTMETHTE, YTO
JTUCCEPTAIUs ITOJIHOCTBIO PACKPBIBACT €€ Ha3BaHWe, LIeJb, 3a/1a4d U ITOJIOXKEHUS,
BBIHOCHMEIE Ha 3aIluTy. /luccepranus uMeeT TpagulMOHHYIO CTPYKTYPY — COCTOUT
U3 BBEIECHUA, 0030pa JHTepaTypbl, MATEpPUATOB K METOMIOB, pE3yILTAaTOB
COOCTBEHHOTO HCCIENOBAHUS U WX OOCY)KIEHWs, 3aKIIOUEHHUS, BEIBOJOB, CIIMCKOB
COKpaIlleHUH W JTUTepaTypsl, NpuiaoxeHui. CIMCOK WCIONB30BaHHON JIUTEpaTyphI
CoztepxHuT 315 MCTOYHUKOB (M3 HUX 23 — CCBUIKMA Ha MHTEPHET-PECYPCHL ¢ GazaMu
JTaHHBIX U MHCTPYMEHTaMH HCCIEN0BaHUMN) 25 oTeuecTBeHHBIX U 290 3apy0Oe)kHBIX
aBropoB. PaGoTra mnpommnmocTpupoBaHa 13 TabmumaM# M 35 pPHCYHKAMH.
WnmocTpaTUBHBIA ~ MaTepHal IIOJHOCTBIO OTpPaKaeT OCHOBHEIE —PE3yIIbTATEHI
IHUCCepTaIIH.

ABropedepaT  auccepranumM  BKIIOYaeT 24  CTpaHMIBI  TEKCTa  C

WIITIOCTpaliusaAMH )51 COOTBETCTBYET COICPIKaHUIO OCHOBHBIX Pa3aciioB
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IHACCEPTAMOHHON paboTel. OQOpMICH B COOTBETCTBHH C TpeOOBaHHAMHU

axtyansHoro 'OCT.

Comuckarens IpHHUMA HEIOCPEICTBEHHOE y4acThe B pa3paboTKe HAyYHOM
npoOieMbl, NMOUCKE M aHalW3e HaydHOM IMTepaTyphl 10 TeMe IHCCEPTALldH,
MOJIy4Y€HUH OCHOBHBIX PEe3yJIbTaTOB HCCIIENOBAaHUM, WX aHalu3e, OOCYXIeHUH U
anpo0Oanuy, IIOATOTOBKEe IyOnuKaiwi, OGOPMIEHHM JUCCEpPTAllAM M ee
aBTOpedepara.

[IpyHIMIHATBHEIX 3aMeYaHUN 10 COTEPKAHMIO U 0QOPMIICHHUIO IUCCEPTAIHH
u aBTopedepara Bammaxmerosa H.P. He nmero.

B mponecce onnmornpoBaHUs BO3HUKIIN Y TOYHSFOIIAE BOIPOCHI:

1. Yrto sBHIOCH OCHOBAaHHEM [JIsI CPABHEHHS HYKJICOTHIHOW WM3MEHYMBOCTH
IIOJIHOM IIOCJIEeNOBATEIbHOCTH T€HOB CapKOMEpPHBEIX OENKOB y OONBHBEIX C
T€HETHYIECKH 00yCIIOBICHHOH «CapKOMEpHOI MaTONOTHE# ceplia ¥ BTOPHIHON
runeprpodueit Muoxapna? [loyemy KOMIeHCATOPHON TUIIEPTPOGUH MHOKApAa
IIpY apTepuaNlbHON MMIIEPTEH3UH B 0030pe TUTEepaTyphl He yIeJIeHO BHUMAaHHUS B
YaCTU T'€HETUYECKHUX (PaKTOPOB, MPEIPACIIONATAIONINX K €€ Pa3BUTHIO?

2. B xpuTepHAIX HCKIIOUCHHS OOJBHBIX 00eWMX TPYIT W3 KCCIENOBaHMs YKa3aHo,
9TO B MX 4YHUClIe OBUIM TSDKEJBle COIyTCTBYIOIIWE 3a0oiieBaHusA. Y TOYHHTE,
IOXaldylcTa, Kakue 3a00IeBaHus?

3. Ha ocHOBaHHMHM 4Yero OoIpenesuIach JOCTATOYHOCTh 0OBeMa BBIOOPKH B IPyIIIIax
CpaBHEHHMs [JI JOKAa3aTeJbHOCTA BBIBOJOB M  OCHOBHBIX  ITOJIOXKEHUMH
yccepTanuu?

3axrouenne: quccepranus BanmmaxmeroBa Hawmns Paymanosuua Ha Temy:
«BapuabenbHOCTE TeHOB CapKOMEPHBIX O€NKOB IIPH THUIEPTPOGUE MHOKapIa
Pa3IMYHOr0 TeHe3a», MPEICTaBIIEHHAs Ha COMCKAHWE YUYEHOH CTeleHU KaHauaaTa
MEIMIIMHCKUX HayK 1o crenumansHoctd 1.5.7. I'eHeTwka, sBIseTCS HAyIHO-
KBaIM()UKAITIOHHON pabOTOH, B KOTOPOH COAEPIKUTCS PEICHHE HAyIHON 3a1a49H TI0
WIeHTHQHKAMM BapHAHTOB B TeHaX CAPKOMEPHBIX OENKOB, ONPENEISIOIIHX
(GopmupoBanre GeHOTUIA THIIEPTPOYUH MUOKAp/Ia PA3IUIHOrO reHe3a, HMeromeit

CYIIECTBEHHOE 3HAYCHHUEC OJIS1 Pa3BUTHUSI I'CHETUKH.



ITo cBOell aKTyalbHOCTH, HAYYHOUW HOBH3HE, TEOPETHYECKOHN U MIPaKTUIECKON
3HAYUMOCTH, 00BEeMy IIPOBEICHHBIX HCCIeNOBaHMN auccepTanus Banmaxmerosa
Hawnsg PaymanoBwda oTBedaeT KBaTM(UKAIIMOHHBIM KPUTEpUSAM IIyHKTa 9
«ITomokeHUsT = O  TPHUCYXKACHUW  yUYEHBIX  CTENeHel»,  YTBEP)KIEHHOIO
nocranosinenueM [IpaButenscTBa Poccuiickoit @enepannu ot 24 centsiops 2013 .
Ne 842 «O mopsiake OpHCYKIEHHS yUeHBIX cremeHen» (B pen. ot 25.01.2024),
IpeIbsSBIIEMBIM K KaHIUIATCKAM JUCCepTaIusIM, a ee aBTop Bammaxmeros Haumb
PaymanoBud  3achmy’>XuBaeT IPUCYKICHWS y4YEHOHM  CTENEHM  KaHaujara

MEIUIIMHCKUX HayK 1o cuenuanbHocTH 1.5.7. ['eHeTuka.

O¢unuanbHbIA ONMOHEHT

3aBemyromuit Kadeapoi maToPpu3noIOruu
®I'bOY BO Cubl'MY Munznpasa Poccun
JTOKTOp MEIUIIMHCKUX HayK, IIpodeccop,

yeH-KoppecrnonaeHT PAH VYpazosa Onbra llBanoBHa

20.04.2024 r.

Vpasosa Omnera VBanosHa, 1-p men. Hayk (3.3.3. Ilaromormueckas (Gu3noiIorusi),
npodeccop (mo kadempe matobusnoioruu), wieH-koppecrnonneHT PAH (o6mas
MAaTONOTHs),  3aBefyronwii  kadempoll  maToQU3MOIOTHK  (hemepalbHOIOo
rOCYJapCTBEHHOTO0  OIO/DKETHOTO  00pa30BaTEIBHOTO  YUPEKIEHMS  BBICIIETO
obpazoBanusi «CHOMpPCKHUMA TOCYTapCTBEHHBIH MEOWLIMHCKAM  YHUBEPCUTET»
MununctepctBa 3apaBooxpanenust Poccuiickoit @eneparuu (PI'BOY BO Cubl MY
MunznpaBa Poccum); 634050, r. Tomck, MockoBckuii Tpakt, O 2,
urazova.oi@ssmu.ru, Ttemedonsr: +7 (3822) 90-11-01, mom. 1742 (pab.),
+7 (903) 913-14-83 (M06.).
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