3AKJIIOYEHUE JTUCCEPTALIMOHHOI'O COBETA 24.1.215.03,

CO3IAHHOI'O HA BA3E ®EJEPAJIbBHOI'O 'OCY IAPCTBEHHOI'O
BIO/DKETHOI'O HAYYHOI'O YUPEXJIEHW A «TOMCKUA
HALIMOHAJIbHBIN I/ICCI[E}_'[OBATEJ'[BCKI/HL;I MEIULIMHCKUI LIEHTP

POCCUMCKON AKAITEMUU HAVK», MUHUCTEPCTBO HAVKU U

BBICILIEI'O OBPA30BAHUS POCCUMCKON ®EJIEPALIH, T10

JUCCEPTALIMN HA COMCKAHUE
YUEHOM CTEITEHU KAHVUJIATA HAVK
aTTecTallMOHHOE 1eno Ne

penieHye aucceprauonHoro cosera oT 30.05.2024 Ne 8

O mnpucyxnenun BanuaxmeroBy Hawmmo PaymanoBudy, rpaxaaHuHY
Poccuiickoit @enepaiuy, y9eHON CTENEHU KaHAKIaTa MEIULIMHCKUX HayK.

Juccepranus  «BapuaGenbHOCTE T'€HOB CapKOMEpPHBIX OenkoB  mpH
THITEpTPOdHH MHOKapia pasinyHOro reHesa» o cremuansHocty 1.5.7 I'eHerrka
(MeZMIMHCKYE Haykw) npuHsaTa K 3amure 26.09.2023 r. (mpoTokon 3aceqaHus
Ne 5) muccepraumonHbM coBetoM 24.1.215.03, cosmanneM Ha 6aze PenepanbHOro
rocy/lapCTBEHHOro  OIO/KETHOTO ~ HAYYHOrO0  YUYPEKACHHUS «Tomckuit
HAIMOHATBHEIN HCClleIoBaTeNbCKUi MeIUIUHCKUI 1eHTp Poccuiickoit akaneMun
Hayk», MUHHCTEPCTBO HayKd U Bbiciiero obpasosanus Poccuiickoii Oenepanuy;
634050, r. Tomck, yi. Habepexnas pexku Ymaiiku, 1. 10; ITpukas MunoGpHayku
Poccuwu ot 24.01.2017 r. Ne19/uk (c usmenenusmu Ilprukas MunoOpaaykn Poccun
Ne 568/ux or 07.06.2017 r.; Ilpuxas MunoGpuayku Poccmm Ne 1203/ oT
12.12.2019 r.; Ipuxas Muro6puayku Poccnn Ne 561/uk ot 03.06.2021 r.; ITpuxa3
MunoGprayka Poccum Ne 760/mx ot 11.04.2023 r.; Ilpukas MuHOGpHAYKH
Poccuu Ne1492/xk ot 12.07.2023 r.; [Ipuka3 Murno6paayku Poccuu Ne1955/mK oT
12.10.2023 r.; ITpukas MunoGpuayku Poccun Ne 219/mk ot 12.03.2024 r.).
JleSTeNBHOCTh JUCCePTALHOHHOTO COBETa 24.1.215.03 Obputa TpUOCTaHOBIIEHA
(IIpukas Muno6prayku Poccur Nel955/uk ot 12.10.2023 r.), B MapTe 2024 rona
NeATeNbHOCT  JuccepTalonHoro cosera 24.1.215.03 Obuta  BO30OHOBIIEHA
(ITpuxa3z MunoGpHayku Poccun Ne219/uxk ot 12.03.2024 r.).

Couckarens BannaxmeroB Hamne Paymanosud, «07» centabps 1993 rona
poxnenus, B 2017 roxy oxomuwn PenepanbHOe rocyIapCTBEHHOS OroKeTHOE
o6pazoBaTeNbHOE  yUpeXASHHE  BBICIIEr0  0Opa3oBaHMs «BaImKupCKui
rocy/apCTBEHHBIH MEIULMHCKUN yHHBEpCUTET» MUHHCTEPCTBA 3APAaBOOXPaHCHHS
Poccuitckoit Meneparuu mo HarnpasieHuo moarotrosku «31.05.02 ITenuaTpusy. B
2022 rofy OKOHYIJ aclupaHTypy B @enepanbHOM rocynapCTBEHHOM OIOmKEeTHOM
HayuyHoM  yupexaennmu  «ToMckuii HAIMOHATBHBIM  MCCIIe{0BaTEILCKAN
MeIUIMHCKHII HeHTp Poccuiickoi akaJeMuH HayK» I10 HalPaBICHHUIO [IOATOTOBKH



30.06.01. ®yngaMenTanbHas MeauuuHa, crenuansHocts 1.5.7  (03.02.07)
Ienetuka. Couckarenp paboTaeT MIAJIIMM HAYYHBIM COTPYAHHKOM B
nabopaTopuu MOy ILIUOHHON reHeTHKH Hay4yHo-HCCIe[0BaTeIbCKOro HHCTUTYTa
MEIMIMHCKON TreHeTHkH (@eJIepalbHOrO  TOCYJapCTBEHHOTO  OIOKETHOrO
HayyHOro yupexkneHus «TOMCKHI  HaIlHOHANBHBIH  HMCCIIEIOBATEIBCKHMA
MeIMIMHCKUN LeHTp POCCHIICKOH akaJeMuM Hayk» MHUHHCTEpPCTBA HAyKH H
BhIcIIEro obpasosanus Poccutickoil Denepanum.

Jliccepramms BBINOJIHEHA Ha 6a3e 1abopaTopHu MOITYJIALHOHHON TeHETHKH
Hay4Ho-HCCe10BaTelbecKOro HHCTHTYTa MeJMIMHCKOH reHeTuky denepansHOro
roCcy1apCTBEHHOIO O10mKETHOrO Hay4qHOTO  YYPEXKICHHA «Tomckuit
HAIIMOHATBHEINA HCClIeJ0BaTeIbCKAN MeIUIHUHCKUI 1eHTp Poccuiickoit akageMun
Hayk» MUHHCTEpCTBa HayKH | BBICIIero obpaszoBanus Poccuiickoit Denepanuy.

Hay4Hblli pyKOBOAMTENs — HOKTOP MeRHIMHCKMX Hayk Haszapenko Mapus
Cepreesna, ®@enepaibHOE rOCYyJapCTBEHHOE OIODKETHOE HAydHOE YUPEKICHHE
«ToMCKUH HAIMOHANBHBIA MCCIIeI0BATENbCKIM MEIUIMHCKUH eHTp Poccuiickoi
aKafeMun HayK», HayqHO-HCCe10BaTeIbCKUI MHCTUTYT MEAUIUHCKON TeHETHKH,
PYKOBOJIUTEb JIA00PATOPHHU MOITYISLUOHHON T€HETHKH.

OdunpanpHble OMMTOHEHTHI:

Vpaszosa Onbra MpaHoBHa, JOKTOp MEAMIMHCKHAX HAYK, IIpodeccop, [ieH-
KOpPPECTIOHIEHT PAH, ®enepalibHOE rocyZapCTBEHHOE OTO/DKETHOE
o6pa3oBaTeNbHOe  Y4YpekIeHHEe  BhICHIEro  0Opa3oBaHMSA «Cubupckuit
rocyJapCTBEHHBIH MeJUIMHCKAN yHHBepcuTeT» MUHHCTEPCTBA 3APaBOOXPAHCHHA
Poccuiickoii @enepanyn, 3aBeIyoniiii kadeapoi naToGu3HOIOrHHE;

YypuocoB Muxaun VBaHOBHY, JOKTOp MEIHLUMHCKUX HayK, mpodeccop,
deniepanbHOe TOCYHAPCTBEHHOE aBTOHOMHOE 00pa30BaTENBHOE YUPEKIACHHS
BeIcIIero obpaszoBanust «Benropoickmii  rocynapcTBEHHBIA HAI[MOHAJIbHBIH
FICCTIeIOBATENbCKI  YHUBEPCHTET», MEAMUMHCKAM WHCTUTYT, 3aBEAYIOIIMH
Kabeapoii MeUKO-0MOIOrHYECKUX TUCIIUILINH

JIaJT¥ TI0JIOKHATEIIbHBIE OT3BIBbI Ha JUCCEePTALIHIO.

Benymas opranusauus @eznepaibHOe TrOCyIapCTBEHHOE OroKETHOE
yUYpexIeHUE «HaroHaIBHEI MeIUIIUHCKAN HCCIIEI0BATEIBCKUI LIEHTP WMEHH
B.A. AnmasoBay MuHHcTepcTBa 371paBooxpaHenus Poccuiickoit ®ezepaluy,
r. Cankt-IleTepGypr, B CBOeM IIOJNIOKHTEIBHOM  OT3BIBE, IOMAMHCAHHOM
KocrapeBoit AHHO#  AJIEKCaHAPOBHOM, JOKTOPOM  MEIULMHCKHMX — HayK,
aupekTopoM VHCTHTYTa MOJEKYISpHOH OHOJNOTMH M TEeHETUKH, mpogeccopoM
kadenpsl BHYTpeHHHX Oomesnedt MHCTUTYTa MEIUIUHCKOIO obpa3oBaHuA
denepanbHOTO TOCYAAPCTBEHHOIO OHODKETHOTO YUPEKICHUS «HanuoHanbHbIH
MeIMLMHCKHH HCCIIeloBaTelbCKUil IIeHTp uMeHn B.A. Anmasosay MunuctepcTBa
3apaBooxpanerns Poccuniickoii @enepanuy, ykasaia, 9T0 pa3paboTaHHBIH MOAXON



MOHOMOJIEKY/ISIDHOIO CEKBEHHPOBaHHMsS U aHallk3a TOJHOM HYKIEOTHIHOH
MOCIIEI0BATENBHOCTH T€HOB CAPKOMEPHBIX GENIKOB MOXKeT OBITh MCIIOIB30BaH I
HAeHTHGUKAIUNA KIAHUYEeCKH 3HAYMMBIX BapHaHTOB, YTO, B KOHEYHOM HTOTE,
[OBLICHT TOYHOCTB JHATHOCTUKU THIEPTpopUUecKor kapauomuonatuu. JlaHHele,
IOJy4EHHBIE B OTHOLIEHWW DA3BUTHsS BTOPHYHOH THIEPTPOQHH MHOKapia B
pesyibTaTe apTepHanbHOM T'MIEPTeH3WH, MOTYT OBITH MCIOJB30BaHbl IS
OIpeeeHHs MepCOHN(UIUPOBAHHOTO TMOJAX0Ja K OIEHKE DPHUCKA DPasBUTHA U
MporHo3a 3a0ojieBaHHMs Yy TALUEHTOB C apTepUaIbHOM  THIIEpPTEeH3HEH.
O6HapyKeHHbIe 3aKOHOMEPHOCTH UHTPOHHOHN M TaIIOTUIINYECKON H3MEHIUBOCTH
B IeHaX CapKOMEpPHBIX OelKOB MpH I'MIepTpOo(UH MHOKapja pasIuYHOIo reHesa
SBIIAIOTCA OCHOBOM Ui JalbHEUIINX MCCIEJ0BAaHWN PEMOJIETMPOBAHUS CepAla,
KaK B HOpPMe, TaK ¥ INpH marojorud. PazpaGoraHHble airopMTMBI Jjis aHAIH3a
WHTPOHHOM M3MEHYMBOCTH T'€HOB MOXHO OyJeT NpPUMEHHTh U K JIpYyTHM
3a00JIeBaHHSIM.

Jucceprauponnas  pabora  BammaxmeroBa Hamna — Paymanosuya
«BapuabenbHOCTh TEHOB CapKOMEpHBIX OEIKOB INpH THMIEPTpoduu MHOKapia
pasnMYHOrO TeHe3a» NBIAeTCS 3aKOHYEHHOH, CaMOCTOSATENbHOM —HAay4dHO-
KBaTM(PUKAI[MOHHOM paboTOH, B KOTOpOW peIleHa aKTyallbHas Uil TIEHETHKH
Hay4HO-IIPAKTHYeCcKas 3aada 10 aHaIu3y HyKIEOTHIHOW M3MEHYHBOCTH IE€HOB
CapKOMEPHBEIX OENKOB IpU THUNEPTPOoGHM MHOKapja pasIMYHOro reHe3a W
OINMCAHUIO BAPHAHTOB, ONpPENENAIOIIUX (HOPMUPOBAHUE JAHHBIX MATONOTHYECKHAX
denoTHIIOB, YTO OOECHEYUT JIyullee IIOHMMaHHE MOJIEKYISPHO-TeHETHYECKAX
MeXaHU3MOB UX Pa3BUTHS U TEYECHHS.

ITo cBoeil akTyalbHOCTH, Hay4HOHW HOBH3HE, MpaKTUYEeCKOH II€HHOCTH
TOJIy4eHHBIX Pe3ylbTaToB, METOLHYECKOMY YPOBHIO M 00BEMY IpPOBEJSHHEIX
WCCIIeOBaHHM  TIpeCTABIECHHAs  JWCCEepTAlMOHHas  paboTa  MOJIHOCTBHIO
COOTBETCTBYeT KpPHTEpHsIM, YCTAQHOBJIEHHBIM HyHKToM 9 «llomoxenus o
NPUCYXKJEHHH  Y4€HBIX  CTemeHeil»,  yTBepkJaeHHoro  IlocTaHOBIEHUEM
[IpaBurensctBa Poccuiickoit ®eneparmu ot 24.09.2013 r. Ne 842 (B pen. oT
25.01.2024 r.), mpeabsABIsSEMBIX K KaHIWIAATCKUM AHCCEpPTalMsAM, a €€ aBTOp —
BanmuaxmeroB Hamnp PaymaHoBuu 3aciy)XuBaeT NMPHCYXKICHHS yYeHOH CTEMeHH
KAHIUIATA MeJUIMHCKEX HayK 1o crenuanbHocTd 1.5.7. ['eHeTrka (MEAULIMHCKHE
HAYKH).

OT3BIB Ha JHcCepTalMOHHYI0 paboty Banmaxmerosa Hawns PaymanoBu4a
Ha TeMy «BapuaGelbHOCT T€HOB CapPKOMEPHBIX O€IKOB IpH rHIepTpoduu
MHOKapJla pasIM4HOro reHe3a» obcy:xiaeH u oxobper Ha IIpobiemMHOH KOMHCCHH
10 KIETOYHOW W MONEKyIspHOW Owonormm, TeHeTHKH DexepanbHOro
FOCY/IApCTBEHHOT0 GIO/KETHOro ydpeskaeHus «HaluoHanbHBIH MeIUIMHCKAH



HcciefoBaTeNbckui  meHTp wMeHn B.A.  Anmasosa» — MuHHCTEpCTBa
3npaBooxpanenus Poccuiickoit degepanun.

Conckarens umeer 21 omybiauKoBaHHYIO paboTy, B TOM YHCIE IO TeEMe
nuccepranuy omyonukoBaHo 6 pabGor, W3 HMX 4 cTaThd OIMYOJMKOBaHBI B
pelleH3UpYeMbIX HAYYHBIX W3gaHusIX u3 mepeuns BAK, B Tom gucne 3 craTbu
ONMy6IHMKOBAHBI B KypHAJIaX, HHIEKCHPYEMBIX B MEXKIYHApOIHBIX 0a3ax AaHHBIX
Web of Science u Scopus. B omy6iukoBaHHEIX paboTax JOCTaTOYHO MOJIHO
U3JI0KEHBl ~ Marepuanbl  auccepranuu.  PaboTel,  HamMCaHHBIE  TIpU
HENIOCPECTBEHHOM JMYHOM YYaCTHM COHUCKATess, IIOCBSAIIEHbl H3Yy4eHHUIO
TeHETHYECKOM  M3MEHYMBOCTH  THIEPTPO(UUECKOM  KapJUOMHONATHH  C
UCIIONIb30BAHMEM COBPEMEHHBIX MOJEKYJIIPHO-TE€HETHYECKUX METOZIOB, a TaKKe
XapaKTepUCTHKe  (EHOTHITMYECKOH  BaprabenpbHOCTH  THIEPTPO(HIECKOH
KapJMOMHONATANA Y HOCHTEIEH MaTOr¢HHBIX BapUAaHTOB B TeHAX CapKOMEPHBIX
OenKoB.

B ony61ukoBaHHEIX paboTax COMCKaTeNs HalexKaluM 00pa3oM OTpaXeHsI
BCE OCHOBHBIE PE3YJIbTATHl JUCCEPTALMK U ITOJIOKEHHS, BEIHOCHMBbIC Ha 3allUTY.

Hawubosee 3Ha4rMble paboTEI IO TEME JUCCEPTALIUH:

1. CanaxoB P.P., Tomybenko M.B., IlaBmoxosa E.H., Mapkos A.B.,
Bbabymkuna H.IL, Kawes A.®., Bammaxmeros H.P., Hasapenko M.C.
[IprMeHeHHe TEXHOJOTHH MOHOMOJIEKYJIIPHOTO CEeKBEHHPOBAHUS JUIS JHK-
JIHATHOCTHKH THIepTpoduueckoil  kapauomuonatum //  MepuuHCKas
reretuka. — 2020. — T. 19, Ne 5(214). — C. 9-10 (PYHLI)

2. Canaxos P.P., Tomybenxo M.B., IlaBmoxosa E.H., Kyusep A.H,
Babymkuaa H.IL, Baanaxmeros H.P., Mapkos A.B., bensesa E.O., Kanes
A.®., Hazapenxo M.C. OmsIT MOJNEKYJIIPHO-T€HETHICCKOH IHArHOCTHKA
rUNEepPTPO(UIECKONl KapAHOMHONATHH C HCIOJIb30BaHHEM HAHONOPOBOIO
cexBenupopanus JIHK // Poccuiickuii KapAHOIOTHISCKUH Ky pHAIL. — 2021.-T.
26, Ne 10. — C. 36-41 (Scopus)

3. Kyuep A.H., Baamaxmeros H.P., Canaxos P.P., I'omybenxo M.B.,
[Tapmokosa E.H., Hasapenko M.C. ®enoTHnMYecKas BapraberIbHOCTE
rUMepTPOdHIecKoil KapAHOMHOTIATHH Yy HOCHTENeH MATOreHHOro BapHaHTa
p.Arg870His rena MYH?7 // Bronnerens CHONPCKOH MEUIUHBL. — 2022.-T. 21,
Ne 3. —C. 205-216 (Web of Science, Scopus)

4. Salakhov R.R., Golubenko M.V., Valiakhmetov N.R., Pavlyukova E.N.,
Zarubin A.A., Babushkina N.P., Kucher A.N., Sleptcov A.A., Nazarenko M.S.
Application of Long-Read Nanopore Sequencing to the Search for Mutations in
Hypertrophic Cardiomyopathy // Int. J. Mol. Sci. — 2022. — Vol. 23 — P 15845
(Web of Science, Scopus)

Ha quccepTaliuio ¥ aBTopedepaT MOCTYIIHIN OT3BIBBI:



. Nupextopa HWM remerwdeckodi W  MOJIEKYJSPHOW  OMHMASMHOJIOTHH,
3aBe/IYIOIIEro J1aboparoprell CTaTHCTHIeCKOH TeHEeTHKH M OMOMH(OPMATHKH,
npobdeccopa kadeapbl OHONTOTMH, MEIMIMHCKOW TEHETHKA W SKOJOTHH
@DenepalbHOTO rOCyapCTBEHHOTO OrOIKETHOTO o0pa3oBaTeNbHOr0
yupexaeHus  Beicmiero  obpasoBaHms — «Kypckuii  rocymapCTBEHHBIH
MEIWIMHCKUNA YHHBEPCUTET», IOKTOpa MEIWIHHCKMX HayK, mIpodeccopa
[Tononnkosa Asexces BanepseBuda (T. Kypck).

OT3BIB MMOJTOKUTENBHBIN, 3aMeUaHii HE COAEPIKHUT.

. 3aBeIyIoLIero nabopatopuei KJIETOYHBIX KYJIBTYD Hncturyra
dbyHmamenTansHON MeauuEHbl DejieparibHOro rocy1apcTBEHHOTO OX0/KETHOTO
06pa30BaTeNBHOTO  YUPEeXIEHUs BhICIIero oOpasoBaHus «balIKupCKui
rocyJJapCTBEHHbIH MEeIUTLINHCKIHI YHUBEPCUTET» MunucrepcTBa
3paBooxpanenus Poccuiickoit Denepanun, KaHauaaTa OHOTOrHIECKUAX HaYK,
nouenta Jlanunko Kcenun BragumuposHs! (1. Y da).

OT3BIB MOJIOKHATENBHBIH, 3aMEYaHUl HE COJICPIKHUT.

[laBHOTO HAy4HOTO COTPY/HHMKA — PYKOBOJHUTENIA HaydHO-HCCIIEN0BATENBCKOM
naboparopuu  «MonexkynspHas ~ MeIMIHHAa WM TCHETHKa  YEIOBEKa»
MemuuumHCKOro HHCTHTYTa DenepanbHOro rocyAapcTBEHHOTO aBTOHOMHOIO
06pa3oBaTeNbHOro yupekeHus Bbicuiero obpasoBanus «Cesepo-BocTodHbIA
dbenepanbubiil yHuseperter nMenr M.K. Ammocosay MuHHCTEpCTBA HAYKH U
BEICIIEro obpasoBanus P®, [oKkTOpa MEIMIIMHCKMX Hayk MakcumoBok
Hanex sl PoManoBHEI (T. SIKyTCK).

OT3BIB ITOJIOKUTEIBHEIN, 3aMeYaHlH HE COACPIKUT.

. PykoBomuTens MHCTHTYTa MepCOHAIM3MPOBAHHON Teparii W MPOQUIAKTHKH
®de1epaIbHOTO rOCYIAPCTBEHHOrO GIOUKeTHOTO yupexaenus «HarpoHansHbId
MEIUIIMHCKAN WCCIIeIoBaTeNbCKUI [IEHTp Tepamui M NpoQuIaKTHYECKOH
MemvIMHB MHUHHUCTEpPCTBA 3/1paBooxpaHenmus Poccuiickorr ®Denepaluy,
JIOKTOpa MeIUIMHCKAX HayK Memkosa Anekcest Hukonaesuya (r. Mockga).
OT3BIB NOJIOKUTETBHBIN, 3aMEYaHUN HE COACPIKHUT.

. TnaBHOrO HAYYHOTO COTpYAHHKa J1a0OpaTophd TI'EHOMHOW  MeIMIMHBI
denepantbHOro roCyapCTBEHHOTO OFOKETHOTO yIPEKICHUA «HarmonanbHbIN
MeTUIMHCKAN HCCITeI0BATEIECKUM IIEHTP 3HIOKPHHONOTHA» MUHHUCTEPCTBA
3npaBooxpaneHust Poccubickoit ®enepanuy, IOKTOpa OHONIOTHYEeCKNX HayK,
nouenTa Xycanrosoii Putsl Uropesus! (1. Mocksa).

OT3BIB IOJIOKUTETBHBIH, 3aMeYaHHl He COASPHKHT.

. 3aBexyiomero OOTACTHONW HAayYHO-TIPAKTHYECKOH naboparopuert JIHK-
JIMATHOCTUKH TOCYIAPCTBEHHOTO OODKETHOTO YUIPEkJIECHHs 31paBOOXpaHCHHA
HoBocubupckoit obmactu  «l'opoickas —KIMHMYeECKas GompHEIIA  Nely,
3aCIy’)KEHHOro  paboTHHMKa — 3[paBOOXPaHECHHS Poccuiickoit  Dexepaiiuy,



KaHIU#aTa MeJUIMHCKUX HayK, 91.-kopp. PAEH MacnenaukoBa ApKauis
Bopucosuya (r. HoBocubupck).
OT35IB ITOJIOKUTENBHEIN, 3aMeUaHHK HE CONEPIKHT.

Bei6op OQUMIMATEHEIX OIIOHEHTOB ¥ BeIylledl opraHu3anuu, B KOTOPOH
paboTaioT ydeHble, SBIAIOIIAECS BEAyLUIMMH CIELUANINCTaMH [0  TeMe
3aIIAIIaeMOit JUccepTalyii, 060CHOBBIBAICS MX HAayYHBIM aBTOPUTETOM, IIHPOKOH
W3BECTHOCTBHIO M JOCTHXKEHHSMH B JaHHOW OTPAciIH HAyKH, HX KOMIIETEHTHOCTEIO
IUIA OLEHKH HAyYHOM ¥ IPaKTUYEeCKOH LEHHOCTH IWCCepTallUd W HaIU4HeM
HAay4YHBIX HAIpaBIeHWH WCCIeNOBaHMH (MEIUIMHCKAs TeHeTHKa, TIeHeTHKa
MHOTO(aKTOpHBIX 3a00eBaHH1iT), KOTOPBIE aKTHBHO Pa3pabaTbiBalOTCs yISHBIMU 1
KOJUIEKTHBAaMH YYEHBIX, MMEIOLIMMH [JOCTATOYHOE KOIMWYECTBO MPODHIbHBIX
nyOnukaipii B IlepedHe BeXymMX POCCHMCKHX PELEH3UPYEMBIX XKYpHAJIOB H
W3aHUM B MEXKIYHapoAHBIX 0a3aXx LUTHPOBAHHUS, 4YTO IOATBEPXKICHO
TIpe/ICTABIEHHBIME CBEJICHUSMA 00 ONIOHEHTaX M BeAyIled OpraHM3aluu.
OduIuansHele ONMOHEHTH! SBIAIOTCS CIENMATACTAMYA B AaHHOW OTPaciy HaykKw,
VMEIOT ~ BBICOKODEHTHHTOBBlE IyONMKamuu B  COOTBETCTBYIomed — cdepe
WCCIIeIOBaHUSl W CIIOCOOHBI OMpPENEeNIUTh HAy4YHYyH HOBH3HY W NPAKTHYECKYIO
[IeHHOCTh JACCEpTAllMH. Beyllas OpraHW3amus M €€ COTPYAHMKH (ZOKTOp
MeIMIMHCKMX Hayk, npogeccop Kocrapesa AHHa AJEKCaHAPOBHA; JOKTOP
MeIUIIMHCKAX Hayk, npodeccop, akagemuk PAH Konpanu Anekcasapa OmnerosHa)
IIAPOKO M3BECTHA CBOMMHM HAyYHBIMH HCCIENOBAHWAMU B OONACTH TEHETHKH
Cep/IeYHO-COCY/IUCTHIX 3a00NeBaHkii ¥ MEIWIUHCKOH T'eHETHKH. Cowuckarens "
HayuHBI pyKOBOJMTENIb He paboTaloT B [JaHHOH OpraHW3allMd W HE SBILIOTCA
YUACTHHKAMH  HAy4YHO-HCCIIeJIOBATENCKUX ~ paboT,  BEAylmIUXCs B 9TOMN
OpraHM3alUu.

JluccepTalHOHHBIN COBET 0TMeYaeT, YTO HA OCHOBAHWH BbINOJTHEHHBIX
COHCKATEeJIeM HCCJIeI0BAHHI:

paspaboTaH HOBBI MOIXOX K aHaIu3y MOJHOH IOCIENOBATENBHOCTH TATH
reHoB capkomepHbix Oenkos (MYH7, MYBPC3, TNNT2, TNNI3 u TPMI) c
FCIIONIb30BAHUEM MOHOMOJIEKYJIAPHOTO CEKBEHUPOBAHMUS, YTO IMO3BOJHUT ITOBBICHTE
5b}EeKTUBHOCTE ¥  TOYHOCTh  paHHEH  JMArHOCTHKH TUNEpPTPOPUUECKON
KapAUOMHOIIATHH;

IPEUIOKEHO BBIIONHAT IIPSMOE  ONPEIENCHUS [OJIHOM  HYKJIEOTHIHOH
IOC/TeJOBATETHHOCTH ¥ TAIlIOTHIIOB T€HOB CAPKOMEPHBIX OENKOB y IAlMEHTOB C
runeptpodueil  MHOKapha — pasiMYHOrO  TeHe3a, ocobenHO B  CiIydae
HeOOXOIMMOCTH OIpEJeNeHrss LHC- WIA TPAHC-TIOJNOKEHUA KaHAHUAATHBIX
reHeTUYEeCKUX BapHAHTOB;



OKa3aHa BO3MOXXHOCTb HCIOJIb30BaHUS TEXHOJIOTMH  CEKBEHHMPOBaHM
tpersero moxonenus Oxford Nanopore Technologies B uessix npakTHIecKOH
MOJNEKY/ISPHO-TEHETHYECKON THArHOCTUKH TUIIEpTPOHUYECKON KapAMOMHOIIATHH.

Teopernyeckas 3HAYHMOCTD HCC/IeJOBaAHUs 000CHOBAHA TeM, 4TO:

[OKa3aHa HaydHas THUIOTe3a O BKIQJe BAPUAHTOB T'eHOB MEHJENEeBCKHX
3a00/IeBaHUi B DPa3BUTHE MHOTO(AKTOPHOM NATOJOIWM Ha TpHMEpe TIPYIIIk]
HaLXEHTOB ¢ TMIepTpodreii MHOKapa pU apTepUalibHOM MHIIePTEH3UH;

IPUMEHMTEBHO K MpobiieMaTHKe JUCCEpPTAllUy Pe3YIbTAaTHBHO HCIIONb30BaH

KOMILIEKC METOJOB MCCIIeNOBaHM, BKIHOYasd KIMHAYCCKOE U IMapakIHHHYECKOE
o6clie/IoBaHne, MOJIEKYJIIPHO-TEHETHUYECKHE M CTATUCTUYECKUE METOABI [UIs
UIeHTU(UKAMKA BapUAHTOB B TI€HAX CapKOMEPHBIX OENKOB, ONpeNeIoIMX
(hopmupoBanue peHoTHIIa TUIepTPOGUU MHOKapaa pa3IndaHOTO FeHE3a,

apryMEHTHPOBaHbl M H3JI0XKEHbl pe3yJIbTaThl, Kacalolmuecs BBIABICHUA Y
NAIMeHToB ¢ Tumeprpodueil MHOKapia pa3inuHOro reHesa B renax TPMI u
TNNT2 rarIoTHIIOB, 00pa30BaHHBIX HECKOJIbKUMH [OTEHLIMAJILHO
(YHKIMOHAIBHBIMA HEKOAUPYIOUIMMHM BapHAHTaMM, KOTOPBIC HAaXOJsTCs B
CHIBHOM HEpaBHOBECHH IO CIEMJICHHIO, 8 TAKXKe XapaKTepPUCTUKE I'€HOTUIIOB U
ralUIOTHIIOB TEHOB CApKOMEPHBIX OenkoB, 00JafaronuX pPHUCKOBEIM — HIIH
IPOTEKTUBHBIM 3({eKToM B OTHOIIEHHH ()OPMHUPOBAHMA BBIPAKEHHOCTH
runmepTpob Ui MHOKap/Ia y MAIMEHTOB C THIePTPOYHIECKOi KapIHOMUOTIATHEH;

u3yueHa BapHaOelbHOCTh IIOJHOM  IOCISJOBATeNBHOCTH  ISTH  T'€HOB
capkoMmepHsIx 6enxos (MYH7, MYBPC3, TNNT2, TNNI3 u TPMI) y naiueHTos ¢
TUNEpTPOYHUIECKOM KapAIMOMHUOIIATHEN W TAlUCHTOB C runeptpodueil MuOKapaa
IIpH apTepHANTBHON THIEPTeH3HH, HpoxuBaionux B CHOHpCKOM (ezepanbHOM
OKpyTe.

3Ha4yeHHe NOJYYEHHBIX COMCKATEJIEeM pe3yJbTaTOB HCCIeJ0BAHHS s
NPaKTHKH MOATBEPK/IaeTcs TeM, 4To:

pa3paboTaH W 3amaTeHTOBAH HaboOp OJNMIOHYKJIEOTHAHBIX MpaiMepos,
JCIIONB30BAHHBIA A aMIUIM(pHUKAIMK [IOJIHOM IOCTIeI0BaTeIbHOCTH TI'C€HOB

CapKOMEpHBIX OEIIKOB;

ONpesieieHbl  HAMpABICHHsA  TPAKTHYECKOr0  BHENIPEHHS — Pe3yJbTAaToB
MCCIIeIOBAHKS, CBS3aHHBIE C NPAMBIM OIpeleleHHeM TOJHOH HYKICOTHIHOH
[1OCJIE[OBATENHHOCTHA W TAIIOTHIIOB M€HOB CAPKOMEPHBIX OE/KOB y NalleHTOB C
rumeprpodUdecKoll  KapaMoMuonaTued, B LendX IPEJUKUMA  Ppa3sBUTHI
JKM3HEYTPOXKAIONTUAX OCJIOKHEHWH y TAIMeHTOB, 4 TakXe BBIABJICHHUSA CPEeId X
POJICTBEHHHKOB HOCHTeNIell ITaTOreHHBIX BAPHAHTOB C BHICOKMM PHCKOM pa3BUTHA
3TOro 3a00IeBaHNUS;

[IpeNCTaBIeHsl HOBBIE JaHHbIE O TOMMMOP(HU3Me I'€HOB, KOTOpbIE MOTYT OBITH
FCIIONG30BAHBI JUIS OLEHKH POJH JIOTOJHUTEIBHBIX TeHETHYECKUX (HaKTopos,




BIUMIOIMX HA BHIPAKEHHOCTh KIMHWYECKHX IMPOABICHHH TMIEpPTPOHUIECKOH
KapAMOMHONATHA ¥ rumeprpoduy MHOKapaa JI€BOro JKeiyjodka IpH
apTepuaIbHOM THIIEPTEH3HHY, qTO MOXKET IPUMEHATHCS i
IepCOHMUIMPOBAHHOTO MOJX0Ja K KIWHAYECKOMY IIPOTHO3Yy H OIPEACICHNUA
CTEIIEH! PUCKa JJaHHOM! NMaTOIOTHH.

OueHKa J0CTOBEPHOCTH pPe3y /ibTATOB HCC/IE0BAHHA BbIABHIIA:

pabora mnpoBeleHa HA BBICOKOM METOAMYECKOM YPOBHE C MNPAMCHCHHCM
COBPEMEHHBIX  MOJIEKYISIPHO-TEHETHYECKHX  METOJ0B, C  WCIIOJE30BaHHCM
CepTHMUIMPOBAHHOTO HAyJHOro OGOpYHOBaHUS CO  CIENHATH3HPOBAHHLIM
IpOrpaMMHBIM 0OecreYeHHeM,;

TeOpMsl TMOCTPOEHA Ha COBPEMEHHBIX IIPSJCTABICHUAX O CBS3H TCHOB
capKOMepHBIX 6elIK0oB ¢ (OPMHPOBAHHEM THIIEPTPOPUIECKON KapIUOMHUOTIATHH;

wes Gasupyercs Ha aHaIW3e JaHHBIX COBPEMEHHBIX IyOIHMKaluH B obnactr
TeHeTHUKH MHOroakTopHEIX 3aboneBaHMi, KapIAHOTeHETHKH, MEIUIIMHCKOM
TeHETHKH U KapJAUOJIOTHH,

HCIIOJIB30BAHEl COOCTBEHHBIE aBTOPCKUE JaHHEIE B CPaBHEHUH C pe3yIbTaTaMU
MUPOBBIX HAy4HEIX HCCIIeIOBaHKI 1 6a3 TaHHBIX;

YCTAHOBJIEH BKJIAJ W3Y4EHHBIX T[EHETHYECKHX BapUAHTOB TICHOB B
dopMUpOBaHHe KIMHAYECKAX TPOSBICHUH THNEPTPOGHE MHOKapra pasiuiHOro
reHesa;

FCTIONb30BAHBEl COBPEMEHHBIE MeTonsl cOopa M 00paboTku HH(OpMAIWY,
06pasiBl  OHONOTMYECKOTO MaTepuana OBUIM MOTyYeHBl OT TAlHeHTOB C
YCTAHOBIEHHBIM MarHo30M TIOCI€ KX KOMIUIEKCHOrO —KIMHHYECKOro H

apakIHHUYECKOTro 00CIIeI0BaHHS.

JInuHBI BKJIAI COMCKATENIS COCTOUT B HEIMOCPEICTBEHHOM Y4YacTHHM Ha BCEX
sTamax ~ MpoOLecca  BBINOJIHEHHS  JUCCEPTALMOHHOH paboTEI,  BKJIOYas
JTaHMPOBAHUE HCCIE0BaHus, OIpEeeNeHue Lenu | 3anad paboThI, H3ydYeHHE
COBPEMEHHBIX OTEYECTBEHHBIX H 3apyOekHBIX JIMTEPATYPHBIX MCTOYHUKOB,
NpOBe/IeHHe MOJIEKYJIIPHO-TeHEeTHUECKHX yccneoBaHnil, OMONH(OPMATHIESCKOTO
M CTAaTHCTHYECKOro aHaimu3a H 0000LIeHus I3KCIepUMEHTalbHBIX JAaHHBIX,
MOATOTOBKY ITyONMKauii [0 TeMe BBIIOJIHEHHOH paboTel, NpencTaBICHUE
TONMyYeHHBIX Pe3yJIbTaToB Ha KOH(EPSHLHAX PErHOHAIBHOTO, BCEPOCCHUNCKOTO H
MEXIyHApOJHOro YPOBHS, HAllMCaHUE ¥ OQOPMIICHHE JMCCepTAlHOHHOM paboTEL.

OCHOBHBIE pe3yJbTATEl HACTOAIIErO HCCISJOBaHHs IOIyHdCHBl aBTOPOM
160 CAMOCTOSTENBHO, JUOO B XOAe COBMECTHOH paboThl ¢ KOJIEeramu Hs3
naGoparopuu nomysiuonHo# resetukn HAM MeIMLMHCKOM reHeTUKH ToMCKOoro
HMMI (pyxoBoauTens — 1.M.H. HasapeHko M.C.).



B xojie 3alUTHl JUCCEPTAllMM KPUTHYECKHME 3aMEYaHUs BBICKA3aHbl HE
osum. Coumckatrens Bammaxmeros H.P. orBeTun Ha 3ajaBaeMbie €My B XOI€
3acelaHus BOIIPOCHL.

Ha 3acenanuu 30 mas 2024 r. nuccepTalMOHHBIA COBET MPHHSI pellIeHHe:
3a pelleHHE aKTyalbHOM HayJHOH 3a[a4d B 00IacTH MEIHUIIMHCKOM MeHETUKH II0
MIEHTH(UKAME TeHEeTUYeCKHX BapUaHTOB, ONpeNeNsoNMX (GopMHUpOBaHHUE
¢enotuna  rumeprpodEM  MHOKap{a  pasIMYHOro  reHesa,  MPUCYIHUTH
BanuaxmeroBy Hanmro PaymanoBudy y4eHyIO CTeleHb KaHAMAATa MEIUIMHCKAX
Hayk 110 crenuansHocTy 1.5.7 ['eHeTHKa.

IIpy mpoBeieHHH TAfHOrO TOJOCOBAHMS [WCCEPTAMOHHBIA COBET B
Konu4ecTBe 15 uenoBek, u3 HUX 15 JOKTOPOB HayK, yYacTBOBABIIMX B 3aCE/IaHUH,
u3 17 denoBek, BXOJSIIUX B COCTaB COBETa, MPOrojoCcOBald: 3a 15, npotus 0,
HeleHcTBUTENbHBIX Oroiuerenei 0.

[Ipencenarens
JTUCCEPTALIMOHHOTO COBETa,
akagemux PAH

CremnanoB Bagum AHaTO/IBEBUY

Y4eHsbId ceKpeTaph
JMCCEPTAIIMOHHOTO COBETA,

JIOKTOP MEIULIMHCKUH HAYK Hazapenko Mapus CepreesHa

«30» max 2024 .



