3AKJIFOUEHWE JUCCEPTALIMOHHOI'O COBETA 21.2.058.09 HA FA3E
®EJEPAJILHOIO roCyY JAPCTBEHHOIO ABTOHOMHOI'O
OBPA30OBATEJIbHOIO YUYPEXJEHWA BLICLIUIEIO OBPA30OBAHKA
«POCCUNCKHIU HALUMOHAJIbHBIN UCCIIEJOBATEJILCKUN
MEJIWMLUWHCKUW YHUBEPCUTET UMEHU H.U. [TUPOTOBA»
MWHUCTEPCTBA 3JIPABOOXPAHEHW S POCCUMCKON ®EJEPALIMU
MO JUCCEPTALIMM HA COMCKAHMWE YUEHOU CTENEHU KAHAUJATA
BUOJIOTMYECKUX HAVK
arrecTayuoHHoOEe Aeno No

pelieHue AuccepraldoHHOro copeta ot 17.05.2022 r. Ne 5
O npucyxnennn lllecrak Anue [eHnauwesie, rpaxaanuny Poccuiickoi

(Deﬂepauuu, y‘-lBHOfI CTCIICHN KaHAnaaTa OuosoruyeckKux HayK.

Juccepraums «MoJeKyIspHO-reHeTUYeCKUH MoJUMOp(PHU3M apUTMOTreHHOH
KapAMOMMOMATHX NPaBOrO  JKENyaouka y  pOCCHHCKMX — OOABHbIX» 110
cneuuansHocTH 1.5.7. I'enetuka, npunsara k 3awmute 01.03.2022 r. npotokon Ne 3
JHUCCepTaLIMOHHBIM COBETOM 21.2.058.09 Ha Oaze (penepanbHOIO
rocynapCTBEHHOr0 aBTOHOMHOrO 00pa3oBaTENLHONO YHPEIKJIECHHS  BLICILETO
obpa3oBanus «PoccHiickuii HallnOHaNbHBIA HcclleqOBaTENbCKUHA MeOULHMHCKHUH
yHuBepcuteT umeHd H.M. TluporoBa» MuuHcTepcTBa 31paBOOXpPaHEHUS
Poccuiickoii Menepauunn (npuka3z Ne506/Hk ot 24.05.2017 r.), agpec: 117997, r.
MockBa, ya. OcTpoBUTAHOBA, 1. .

Couckarens Ilecrax Anna I'enHagbesna, 1987 rona poxneHun, 8 2009
rogy C OTJIMYHEM OKOHuUMna GuoNoro-xuMuueckui (pakynbTeT MDenepanbHOro
rocynapcTBeHHoro OwomkeTHOro o0pa3oBaTeNLHOrO Y4pe)kKAeHHs BbICILEro
obOpasoBanus «MockoBckuii [lenarornueckuii ['ocynapcTBeHHBIH YHHBeEpCcUTET?
10 crneLuanbHOCTH «OHOI0rua» ¢ JOMOJHUTENbHON CriealbHOCTBIO «XUMHUSY.

B nepuoa moAarotosku IOUCCEpPTaLMM SABISNACH HAay4yHLIM COTPYIHHUKOM
naboparopuy  MeIUUMHCKOW reHETMKH (DeAepanbHOro  rocynapCTBEHHOTO
Ol0I)KeTHOro HayyHOro y4pexacHus «PoccHickuMi llayYHbIH LEHTp XHUpPYpPruu

umeHun akanemuka b.B. [TerpoBckoro».



Hucceprallus  BhIMONHEHa B NabopaTopun MENMUMHCKOH T€HETHKH
DenepanpbHOr0  rOCY[apCTBEHHOrO  GHOMKETHOrO  HAYYHOTO  YUYPENAEHHS
«Poccuiickuit HayuHbIH LEHTP XUpyprun nMenu akanemuka B B. ITetpoBckoroy.

HayuHsIii pykoBoauTeb:

3akias3bMuHCKas EneHa BajeppeBHA — JIOKTOp MEOMLIMHCKMX Hayk,
3apejyrowMid  ynabopatopued  mMegULIMHCKOM reHeTukn  denpepanpHoro
rocy1apcTBEHHOrO GI0AKEeTHOro Hay4HOro yupexaenus «PoccuHckuil Hayuhbii
LIEHTP XMpypruu uMenu akagemuka b.B. [TeTpoBckoroy.

OduunanbHele ONMOHEHTHI:

SlHkoBckuit Hukonaih KasumMupoBuY — [OKTOp OGMOJIOTMYECKMX HayK,
npoeccop, akamemuk PAH, Hayunbii pykosoautens  DenepansbHOro
rocynapCTBEHHOr0 OIOJKETHOrO yupexaeHus Hayku MHcTuTyTa 001uel reHeTHKH
uM. H.W. Bagunosa Poccuiickoi akafieMun HayK, fan MOJOXUTENbHBIH OT3bIB.

YepHbix Bauecnas boprcoBuy — JOKTOp MEAHLIMHCKUX HayK, 3aBedYOLLH
naboparopueii reHeTHKH HapyLlIeHUH penponykLUHH denepansHOro
rocynapCTBEHHOr0 GHOJLKETHOr0 Hay4YHOro y4dpexAeHus «Menuko-reHeTudeckui
HayuyHbIH LieHTp uMeHU akagemuka H.I1. Boukosay, nan nmojoXuTenbHbIH OT36IB, B
KOTOPOM  HMMEKTCS  3aMe€uyanuss W BOIpPOCBl, KOTOpbIE HE  ABJAIOTCA
NPUHLMITMANBLHBIMH W HE CHHXAOT OOLLEH NOJOXUTENBHON OLEHKH pabothl. B
npoLecce JUCKYCCHH IMCCEPTAHT [ajl pa3BepHYThiE OTBETHI.

Benywas opranusauus: ®PepepanbHoe rocynapcTBeHHOE GIOMKeTHOE
Hay4yHoe  yupexacHue  «TOMCKMH  HauwoManbLHBIH  HMcCilenoBaTeNLCKUM
MeIULMHCKUH LeHTp Poccuiickoit akamemun Hayk» (Tomckuit HUMLI), B cBoeM
MONOXHTENLHOM 3aKJItoueHHH, noAnucarnoM Haszapenko Mapuelt Cepreesuobt ~
JNOKTOPOM MEAHWLMWHCKUX 11ayK, PYKOBOAMUTENEM JjiaboOpaToOpuy MOMYJALMOHHOM
reHetTMkn Hay4Ho-HccienoBaTenCKOro HWHCTUTYTAa MEIMLIMHCKOM TI'eHETHKH
DefepanbHOro  rocymapCTBEHHOro  OIOIXETHOrO  HAy4yHOro  YUPeXACHHS
«ToMcKkMH HaUWOHANbHBIK WCCIeNOBATENBCKUH MeIUUMHCKUH LeHTp Poccuiickoi
akanemun Hayk», W Tonybenko Mapueti DBrnagumupoBHON, KangugaTom

Ouonornyeckux  HayK, CTapiluM HayYHbIM  COTpYAHHKOM jabopaTopun
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NONyJISILUOHHOH reHeTuKH HayuHo-uccnenoBaTenbckoro UHCTUTYTA
MEOULMHCKOH reHeTHkd deaepanitHOro rocyAapcTBEHHOro  OlomKeTHOro
HayyHOro  ydpexcaeHuss  «TOMCKMH  HallMOHAaLHBIA  MCCIIELOBATEAbCKHM
MeAULMHCKUH LeHTp Poccuiickoi akageMuu Hayk», yTBepxkaeHHOM CTenaHOBbLIM
BamuMoM AHatonbeBH4YEM — OOKTOpoM Owuosiorvyeckux Hayk, npodeccopom,
uneHoM-koppecriongaeHToM PAH, nupexkropom denepanbHOro rocyiapcTBeHHOro
O101)KeTHOTO Hay4HOTO yupeKaeHHus «Tomckuit HaLMOHaIbHBIN
UCCNIeIOBATENILCKHN MEOMLUIMHCKUH LeHTp Poccuiickoll akaneMHH Hayky, ykaszana,
4YTO JOMuccepTaudoHHas pabora lllectrak AHHBI |'ennaabeBHbl «MosekynaspHO-
FEeHETUUECKUI  MoauMOp(hU3M  apUTMOrEHHOH  KapIWOMHOMNATHMM  MpPaBOro
KEeTyqo4Ka y pOCCHHCKUX OONbHBLIX», MPEACTaBAEHHAs K 3allluTe Ha COMCKaHHUEe
Y4€HOW CTeNeHU KaHauaata OHOJIOrMYeckHX Hayk Mo cneuuansbHocTd 1.5.7.
['eHeTuka, sABAsgeTCs 3aKOHYEHHOW  Hay4HO-KBaJWM(PMKALIMOHHOH  paboroii,
BBITIOJIHEHION NMOA pPyKOBOACTBOM JOKTOpa MEAMLMHCKUX HAyK 3aKisi3bMHHCKOH
Enensl BanepneBHBI, U COLEpPXMT pelliCHUE aKTyalbHOH Hay4HO-MpaKTHYECKOM
3a/jauu — U3yUeHHe NoJUMop(Hu3Ma reHOB, KOAUPYHOLLHUX OCHOBHBIE 1ECMOCOMHbIE
u He-IeCMOCOMHble  OeskH, KJIMHUKO-FCHETUYECKOro  nojumopdusmMa
apUTMOreHHOH KapAMOMHONAaTHU NMpaBOro Xejiaygovka U pa3paboTxu anroputMa
JHK-guarHocTvky, 4TO HMMeEET MpakTHYeCcKoe 3HauyeHWe [ MeJULHHCKOW
reHETHUKH, KapAHOJOrMU W MENHKO-TEHETUUYECKOr0 KOHCYJIbTUPOBaHHUS, a TaKXKe
ABNIETCSl BaXKHBIM BKJIAZAOM B pa3BUTHE (DyHAAMEHTalbHBIX MpencTaBlieHUH o
raToreHe3e HacJieICTBEHHbIX 3abosieBaHUH cepuua.

Ilo axtyanbHOCTH, Hay4yHOH HOBH3HE, TEOPETHMUECKOW M TpPaKTHHECKOH
3Ha4YMMOCTH, [OOCTOBEPHOCTHM MOJYHUCHHBIX pe3yJbTaTOB M OOOCHOBAHHOCTH
BBIBOJAOB JAMCCEpTalMOHHas paboTa COOTBETCTBYET KPHTEPUAM, YCTaHOBJIEHHBIM
n.9 [IlonoxeHuss O nNpUCYXACHUM  YHEHBIX CTElNeHeH, YTBEepXKAEHHOIO
nocraHoBieHueM [lpaButenbcTBa Poccuiickoii  @Peaepaunu Ne 842 or
24.09.2013r. (c wu3McCHEHMSMH B pelaKUMHU [1OCTAHOBJIEHHUW [PaBMTEIbLCTBA
Poccuiickoii ®enepaunu Ne335 ot 21.04.20106r., Ne748 ot 02.08.2016r., Ne 650 or

29.05.2017r., No 1024 ot 28.08.2017r., Ne 1168 or 01.10.2018r., Ne426 ot
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20.03.2021 r., Nei539 ot 11.09.2021 r.), npennsaBiseMbIX K JUCCEPTALMOHHBIM
paboTaM Ha COMCKAaHHWE Y4EHOH cTerneHW KaHjuaaTa OMOJOrMveckuUX Hayk, a ee
aBTOp 3acyly’)KMBaeT MPHUCYXAEHUs HCKOMOH cTerneHH Mo cneuuanbHocTH 1.5.7.
['eHeTuKa.

Couckarenp uMeer 76 omnyOAMKOBAHHBIX HAaydHbIXx paboTr no Teme
aucceprauuu, Bkjaodas 23 cTaTbM, M3 HUX 18 B M3JaHUAX, PEKOMEHIOBAHHBIX
BAK PO gna nybaukaluu OCHOBHBIX — pe3yibTaTOB  JUCCEPTALMOHIIBIX
vcciaeloBaHUM, U S crartell, MHAeKcHpyeMbiX B 6a3ax maHHBIX Scopus w/unn Web
of' Science, u 53 Te3uca HayyHoH paboThl B MaTepuanax KoH(epeHLHi.

Ily6nukauuu nocBslleHbl KIWHHYECKOMY U FeHEeTUUeCKOMY pa3Hoobpasuto,
a¢pextuBHOCTH npoBeaernus JHK-quarHocTuku apuTMOreHHOH KapAMOMUOIATHH
npaBoro enynodka. I[InaHuposaHuMe W NpoBeJeHUE WCCIIeNOBaHUS, AaHa/W3
pe3yNbTaTOB M HalMCAHHUE CTaTed M TE3UCOB OCYUICCTBJIEHBI COMCKATENEM JIMHHO.
Bce ocHoRgIible pe3yabTaThl, MPEACTaBIEHHbIE Ha 3alUuTy, ONYOJIMKOBAaHLI B BUIE
cTaTel B peLeH3UpPYEeMbIX KypHajax M Te3ucax AOKJIanoB B cOOpHMKax l1ay4dHbIX
KoH(epeHuuni., ObwuKi obbeM nybnukauuid coctaBus 15,69 neyaTHbIX JIUCTOB M
conepxuT 84% aBTopckoro Bkaaga. OpuruHanbLHOCTL paboThl, onpeaenerHas no
cucteMe «AHTHNnJaruaT», coctasiseT 86,18%.

Haubosnee 3HaurMble Hay4yHble paboTbI MO TeMe AUccepTalUU:

1. llectak, AI'. Cnekrp reHeTueckux BapuaHTOB B JECMOCOMHBIX IeHax y
NauMeHTOB C apUTMOleHHOW KapAauoMuonaTueil npasoro xenynouka / A
Iectak, O.B. bnaropa, [@.A. Jlyroxuna, CJI. [IzemewkeBuu, E.B.
3akna3bMuHCcKas // Poccuiickuii kapauonoruyeckui xypHain. — 2021, — T.
26(10):4692. doi:10.15829/1560-4071-2021-4692

2. Shestak, A.G. Allelic Dropout is a Common Phenomenon That Reduces the
Diagnostic Yield of PCR-based Sequencing of Targeted Gene Panels / A.G.
Shestak, A.A. Bukaeva, S. Saber, E.V. Zaklyazminskaya // Frontiers In Genetics. —
2021. - 12:620337. doi:10.3389/fgene.2021.620337

3. JlyroxuHa, KO.A. Bknan conmytcTBylollero Muokapauta B (hpopMupoBaHue
pa3NUYHBIX KIMHUYECKUX (OPM ApUTMOTreHHOW KapAUOMHOMATHW MpPaBOro

xenynouka / KO. A. Jlyroxuna, O. B. bnaroea, A. B. Hepoctyn, C. A.



AnexcannpoBa, E. B. Epceesa, A. I'. llecrak, E.B. 3axnsspbMmunckas //
KapaunoBackynspuas tepanus v npodgunaktuka. - 2021. - T. 20. - Ne 5. — 278].
doi:10.15829/1728-8800-2021-2781

4. Tpewkyp, T.B. XXenynoukosas apuTMus, nyTh K Auardosy miusoto 10 et
/ 'T.B. Tpeuikyp, E.B. ITapmon, T.D. Tynunuesa, E.C. XXabuna, A.I'. Lllectak, E.B.
3akaszeMuHckas // Ilpodmnaktuyeckas meguuuna. — 2021, - T. 24 ~ Nel. C. 79-85.
doi:10.17116/profmed20212401179

5. llecrak, A.I'.! KommiekcHbll (eHOTUII npM KapAMOMHUOMATHSX:
KJUHUYeckHe U renernyeckue ocodbennoctn / A.I'. LlUecrak, A.A. bykaesa, O.B.
bnarosa, HKJ.A. Jlytroxuua, M.E. TIlonak, C.JI. /[IzemeumkeBuu, E.B.
3akns3pMuHckas // MeauunHckas reHetuka. - 2020. - T. 19.- Ne 5 (214). - C. 11-
13. doi:10.25557/2073-7998.2020.05.11-13

6. Jlytoxuna, 10.A. CodeTaHue apuTMOreHHnod KapAHMOMHONATHKH NPABOro
XKellylo4yKa U HEeKOMIIAKTHOrO MHOKapla JEBOro xejyaodka kak ocobas ¢(opma
KapAMOMHOMATHH: KJIMHHUKA, NWArHOCTWMKA, reHeTHyeckas Npupoaa, reuenune /
10.A. Jlytoxuna, O.B. bnarosa, A.I'. lllecrak, M.E. ITonsk, A.A. Bykaesa, E.B.
3aknaseMuHckas, H.B. Bapuonuuk, B.I1. Cenos, E.A. Koran, C.A. Anexcanaposa,
A.B. Henoctyn // BectHuk Poccuiickoil akaneMun MeAULMHCKHX Hayk. - 2020, —
T.75. — Ne 6. - C. 594-604. doi:10.15690/vramn1245

7. 3aknaspmuHckas, E.B. Jlunaraunontas kapAuoMHONATHs: paznoobpasue
regetvdeckux npuuuH M crparerus JAHK-anarHoctukn / E.B. 3aknsassMuHckas,
A.A. Bykaesa, A.I'. lllecrak, M.E. [lonsk, O.B. Bnarosa, E.A. Mepmunua, H.IL
Kotnykosa, HK).B. ®ponosa, C.JI. /[IzememxeBuu // Knunuuyeckas Hu
JKCIIepuMeHTaNbHas Xupyprus. XXypHan umenu akagemuka b.B. Ilerposckoro. -
2019.-T.7.-Ne 3 (25). - C. 44-53. doi:10.24411/2308-1198-2019-13005

8. Lutokhina, Yu. Three Myocardial Diseases in One Heart: Arrhythmogenic
Right Ventricular Cardiomyopathy, Left Ventricular Noncompaction and
Myocarditis / Y. Lutokhina, O. Blagova, N. Varionchik, S. Alexandrova, N.
Gagarina, E. Kogan, V. Sedov, A. Shestak, E. Zaklyazminskaya, A. Nedostup //
Cardiogenetics. - 2021. - V. [1I. - N 1. - P, 1827
doi:10.3390/cardiogenetics11010003

9. Lutokhina, Yu.A. Clinical Classification of Arrhythmogenic Right
Ventricular Cardiomyopathy / Yu.A. Lutokhina, O.V. Blagova, A.V. Nedostup,



S.A. Aleksandrova, A.G. Shestak, E.V. Zaklyazminskaya // Pulse. — 2020. — V. 8.
— Ne. 1-2. - P. 20-29. doi:10.1159/000505652

10. IUectak, A.I'. OneIT npakTHyeckoro ucnones3oanus JHK-auarHoctuku
NpH apUTMOreHHOH kapauomuonatuu npasoro xenynouka / A.I'. [ectak, O.B.
bnarosa, IO.A. Jlytoxuna, HO.B. @®ponosa, C.JI. [I3emewkeBuy, E.B.
3akns3bMuHcKas // Poccuickuii kapauoJiorudeckuit sxypHan - 2016. - T. 21, -
Ne 10. - C. 21-27. do0i:10.15829/1560-4071-2016-10-21-27

Ha nucceptauumo u aBropedepaT MOCTYNHIH OT3bIBbI OT:

AbpambiueBoit Hataneu HFOpeeBHhl — kaHaunata OHOJOrMHECKHMX HAayK,
BeAyLIero HayyHoro coTpyaHuka, pykopoautens JHK-naboparopun 5
HeBpoJioruyeckoro otnaefeHHus MegepansHoro rocyAapcTBEHHOro OHOMXKETHOro
Hay4yHOro yupexaeHus "[lay4yHblii LeHTp HeBpoJjoruu'" MuHHCTepcTBa HaykH H
BbIclIero obpasopaHus Poccuiickoit Menepayuu,

OT3biB Ha aBTOpedepaT COAEPIKUT OLEHKY aKTyaNlbHOCTH NpeACTaBJIECHHOIO
UCCelOBaHHUsl, HAaYYHOH HOBH3HbI M NPAKTHYECKOH 3HAYUMOCTH IOJYHYEHHBIX
pesyabTaTos. OTMeHaeTCs, HTO aBTOPOM YCTAHOBJIEHA IE€HeTHUecKas CTpyKTypa
apUTMOreHHOH KapAUOMHOMATHH MPaBOro XKeJyAodka B BbIOOpKE POCCHHCKHX
MAaLMEeHTOB, BbISBJICHB! HOBbIE, paHee He OMNUCaHHble MYTalMWH, OLeHeHa
BO3MOXKHasi CTEMeHb WX MNaTOMeHHOCTH. |lpennodkeH ONTUMaJbHBIA aArOpUTM
JAHK-anarHoctuku, 4to nNo3BOJHT CBOEBPEMEHHO BLISIBJIATH HOCHTEJIEH MyTaLui,
NPOBOJAMThL KACKaAHbIA CKPUHUHI' ceMeil mpobaioB C BbISBJIEHHBIMH MYTaLHsIMU,
MPOBOJANTL NMPO(HIAKTHKY BHE3AIHON CepleyHOil cMepTH Y HOCHTEJeH MyTalHii.
HucceprauroHnas paboTa COOTBETCTBYeT TpeOOBaHHAM, TMPEABSABIAEMbIM K
paboTaM Ha couckaHHe Y4YeHOH cTeneHu KaHjuaarta Ouosoruyeckux Hayk. OT3bIB
TNIOJIOXKHUTENbHBIA, KPHTHUIECKHX 3aMedaHHUH He COLEPXKHT;

Uakomoii Hartansy HukonaeBibl — kaHAMAaTa OHOJIOrHYECKUX HAYK,
BeAyUiero Hay4yHOro COTpyIHHMKa  JabopaTOpUHM  EHETHUKH  KUBOTHBIX
['ocynapcTBEHHOro Hay4HOro y4pexxaeHuss «MHCTUTYT reHeTUKH U UHUTOJIOrHH
IHauuonanbHOM akageMuu Hayk benapycuy.

Or3biB 1Ha aBTOpE(EpaT COAEPNKHUT OLEHKY aKTyaJbHOCTH NpeJCcTaBIeHHOro

HCCJIEJOBaHHU A, HEI}”-IHOﬁ HOBH3HBI H npamw—;ecxoﬁ 3HAYMUMOCTH TMONYUYCHIbIX
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pesynsTaroB, OTMeuaeTcsi, YTO ABTOPOM MOJIyueHbl JAHHBbIE MO pachnpeneseHHIo
MYTaLMH, SBASIOIUMXCS MPUYUHOH apHUTMOI'CHHOH KapJHOMHOMNATHH [PaBOro
XKeNynoyka, B pocCHHCKOH nomynsuuu naudeHToB. [lpoBenen cpaBHHUTENbHBIH
aHanu3 MOJYueHHBIX JaHHBIX C BLIOOPKOH NalLMEeHTOB C [AMJATALMOHHOM
KapIMOMHOMNATHEN U KOHTPOJILHOH TPYMIOH, YTO MpeACTaBsSeTCs] OYEHb BaXKHBIM
Ifi8  TOYHOM HHTEeprnpeTaluMM [ATOrEHHOCTH BBISBJIEHHbLIX [EHETHYEeCKHX
BapuaHTOB.  [lucceptauuoHHass  paboTa  COOTBETCTBYeT  TpebGoBaHMsM,
npeamsBisSeMbIM K paboTaM Ha coMCKaHMe YYEHOH cTenenM KaHAMIATa
6uonoruveckux Hayk. OT3bIB MOJOXHUTENbHbIH, KPUTHYECKHX 3aMEUaHuit He
COLCPIKHT.

BriGop o¢uuManbHBIX OMMOHEHTOB OCHOBBIBAJCS Ha OONbIIOM OMBLITE
Oo(pHLIMaNLHBIX OMMOHEHTOB B U3yUueHHUH (yHIaMEHTaAbHBIX
6HoNnoruuecKkuX MexaHH3MOB M TeHeTHKH MOHOreHHBIX 3aboneBaHHH, a TaKke B
MOJIEKYJIIPHO-T€HETHUECKMX MeToJaxX HCCleloBaHus, 4YTO OOOCHOBBIBAETCS
HalM4YMeM COOTBETCTBYIOLIMX MyOnukaluMi MO TeMaTHKaM B peUeH3UpYeMBbIX
KypHanax.

BriGop seaylieil opraHu3alMM — IUMPOKO HM3BECTHBIMH NOCTHXEHUSMHU B
obnacTd  M3yuyeHHs  CEPAEYHO-COCYAMCTOH MaTojorMd M MOJEKYJsIpHO-
FeHeTHYECKHUX HCCeNOBaHUH.

JluccepTallMOHHLIE COBET OTMeHaeT, YTO Ha OCHOBAaHWH BBIMOJHEHHbIX
coMcKaTeNeM HeclleJOBaHHM:

paspaboran  ontumu3upoBaHHbIH  npotokon  JIHK-auarnocruku
3aboneBaHusl [ MALKWEHTOB C AapUTMOrEHHOH KapIHOMHOMNaTHeH MpaBoOro
*Kellyjouka, yYUThIBAIOLIMI BApHaHT peMOoaeIMpOBaHus MHOKapa.

- MpoBeJeHa COOCTBEHHAsl UHTepIpeTalusl reHeTuiyeckux BapuaHToB [I1-V
KJIaCCOB MATOT€HHOCTH.

- [oKa3zaH BKJaZ SIBJIEHUS «BbIMajeHus» ajens npu npoBeaeHun K-
OUarHOCTHKM apUTMOT€HHOM KapAUOMHOMATHH MpaBOro JKEIyIO4Ka, OLEHEH
MOTEeHLHaNLHbIH PHUCK «BBLIMAACHH® ajuieass B MYJbTHMpaHMEpHBIX MaHesxX

F'€HOB. HOI(EB&HO, YUTO IMALMUEHTHI C apmmoreHHoﬁ Kapzmoxvmonameﬁ rnpasoro
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XKeNyaouka W BbIABJIEHHBIMH [E€HETH4YeCKMMHM Bapuastamu V-V  kiaccos
MaTOreHHOCTH MMEIOT JOCTOBepHO OoJice BbIpa)keHHble (PEHOTHIUHECKHE
nposiBieHUss 3abosneBaHus: 3ncuiIoH-BosHY Ha IDKI, Gonee paHHMH Bo3pacT
MaHu(ecTauuu 3aboseBaHusl, OTSOLLCHHBIH ceMeHHEI aHaMHes.

TeopeTnueckas 31Ha4MMOCTb UCCJIE0BaHUA 000CHOBaHA TEM, UTO:

- HWCClleloBaH CHEKTp TeHEeTHYeCKUX BapUaHTOB Yy [allMEHTOB C
apUTMOreHHOH KapAuoMHOMaTHedl Nparoro JKedyAovka; HWAEHTWU(PUUHPOBAHBI
MYTalliU, B TOM YUCJIe HOBLIC, IPUBOASLINE K pa3BUTHIO 3a00JieBaHUs.

- poxazana uenecooOpa3HocTh mnposeaeHus JHK-guarHocTuku ans
MaluMeHTOB C apMTMOI'CHHOM KapAMOMHOMATHEH MNpPaBOro JXelyAo4dka C YYETOM
BapUaHTa peMOJeIpOBaHUg MHOKapaa.

- PacKpbITO BiMsSHHE SBJIEHUS «BbIMafeHus» ajnens npu nposeaeHuun AHK-
JHATHOCTHUKKM AJI MaLUUMEeHTOB C ApUTMOIEHHOH KapAWOMHOMNATHEH MpaBoro
ey 1ovKa.

3HA4YCHHE TMOJyYeHHbIX COMCKATENEM pe3yJbTaTOB HWCCICAOBaHUSA [JIs
MpaKTHUKH MMOATBEPACAACTCA TEM, YTO:

pe3yJibTaTbl MCCIEJ0BaHUsl BHEAPCHBI B MPAaKTHKY MeIUKO-IeHETUHEeCKOro
KOHCYJIbTUPOBaHHSA, JMArHOCTH4YeCkKMH U JeuebHbli npouecc nabopaTopuu
MEAUUMHCKOH TE€HETHKU W OTHACJNCHUS XUPYPrUUeCKOro JICHEHHUsS CIIOXKHBIX
HapylleHWH pUTMa cepaua M 3JIEKTPOKapAUOCTUMYJISALMH, a TaKXKe B NPOrpaMMbl
HENpEepbIBHOTO JOMOJSIHUTEIBHOrO npodeccroHanLHOro obpazoBaHuUsI
®enepanbHOro  rocyqapCTBEHHOro  OHOIXKETHOrO  HAay4YHOro  yupexAEeHHS
«Poccuiickui HayuHbId LEHTp XUpYpruu iMeHu akagemuka b.B. [TeTpoBckoro».

Pe3ynbTaThl JAHK-j1arnocTuku BKJIHOUYEHbI B KJIMHUYECKYH)
KJ1lacCU(PUKALUO apPUTMOTr€HHOH KapAHOMHOATHU MPaBOro Xejyqouka, KoTopas
Obina pHeapeHa B JeyeOMbld M yueOHBIH npouecc  akynabTETCKON
TepanesTH4ecKol kiMHUkY nMeHn B.H. Bunorpanosa u kadenprt pakynbreTckoit
tepanud Ne | delepanbHOro rocy1apcTBEHHOIO aBTOHOMHOr0 o0pa30oBaTesibHOro

yupexcaeHuss Beiciuero obOpazopanus [lepBbiii MOCKOBCKMIl rocynapCTBEHHBIN



MeOUUMHCKUM  yHuBepcuteT umeHu HW.M.  CedenoBa  MuHucTepcTBa
3apaBooxpaHeHus Poccuiickoli Menepanuu (CeueHOBCKUA Y HUBEPCHTET).

OueHka 40CTOBEPHOCTH pe3yILTATOB UCCieJOBAHHS BbISIBUJIA:

JJIs1 3KCMepUMEHTabHbBIX paboT MCNOJiL30BaJIMChL COBPEMEHHbIe METOIHKH
cbopa, 06pabOTKH U aHa/IM3a MOJYyUeHHbIX AaHHbIX. Maest aHanuza MOJIEKYJISIpHO-
TeHEeTHYECKOro MOoAMMOp(u3Ma I'€HOB J€CMOCOM M acCOLIMMPOBAHHBIX C HHUMH
O6enxkoB ©OazupyeTcs Ha o0000lleHMM ONbITa 3apyOexHbIX WCC/IEIOBaHHH.
YcTaHoB/ieHa KOJIMYECTBEHHAs W Ka4eCTBEHHAs COMOCTaBMMOCTbL pe3yJbTaToB,
MONYHYEHHBIX aBTOPOM B XOJ€ HCCe[JOBaHUs, C pe3yJbTaTaMH aHajiu3a CHeKTpa
MyTalUi, npescTas/ieHbIMA B HE3aBUCUMBIX 3apyOexxHbIX UCTOYHUKax. OOHaKO
aBToOpoM OblLIM oOMUcaHbl HOBbIE TIeHETHYeCKHe BapHaHTbl M MpejJioXKeHa
coOCTBEHHass HHTepnpeTauMss reHeTtvdeckux BapuaHTtoB [II-V  knaccos
MaTOreHHOCTH.

JO¢dextusnoctr nposenenHodt JHK-muarHocTtuku  comocraBuma ¢
onyOJIHMKOBAaHHOH  paHee B  3apyOexHbIX  MCTOYHHKAX;  HCIOJIb30BaHbI
COBpéMeHHble MeToAuKH 06paboTky HH(OpMAaLIMK, B TOM YHCJIe HHTErpPUPOBaHHasl
CHCTEMa CTaTHCTHYECKOTro aHaiu3a M o0paboTku manHbIx IBM SPSS Statistics
v27.0. BriGpaHHble craTucTuuecKie MeToAbl cpaBHeHus (t-kputepuil CThiogeHTa)
COOTBETCTBYIOT MOCTaBJIEHHBIM 3ajayaM U 00'beMy BblOOpKH (8@ maLHeHTOB).

JInunblid BKJIaJ COUCKATES:

ABTOp [OMCCEPTALIMOHHOTO HCCEAOBAHHA CaMOCTOSITEJILHO OCYLLECTBHII
NMOKUCK, aHalM3 M CHUCTEMAaTH3allMI0 JAHHBIX, TMPUBEJEHHBIX B JIHTEPaTypHbIX
MCTOYHHMKAX, aKTUBHO K COAepKaTesbHO y4acTBOBaJ B 0OCYXJIEHHU caMOi Hiew
paboTbl, CaMOCTOSITENLHO pa3paboTan AU3alH U NPOrpaMMbi  HCCJeJOBaHHS.
JIMuHbI{ BKJIA[L cOUCKATENsl COCTOUT B: pa3paboTke U BHINOJHEHHH MOJIEKYJISPHO-
reHeTU4eCKUX HCCNeJOBaHUM, OHOMHPOPMATHYECKOM aHajiu3e pe3ysbTATOB
CeKBEHUPOBaHUS, CTATUCTUYECKOH 0OpaboTke, BeJeHHH peructpa OHooruueckux
00pa3suoB MNalMEHTOB, aHaau3e M 00OOLIEeHHH NOJNYy4HEeHHBIX JAHHBIX, BKIOUAs
KJIMHUYECKHe  JaHHble, MpefoCTaBJeHHble NPOPHIILHBIMU  KJIMHUYECKUMHU

yupexaenusmu. IloaroroBka OCHOBHBIX NyOJMKaUMKA NPOBOAMNIACL ABTOPOM
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JINYHO WM TpHU HenoCpeACTBEHHOM ydacTUM. [lpencraBneHue u obOCyxaeHue
pe3ynsTaToB paboThbl Ha KOH()EPEHLIUAX BbIMOJIHEHBI ABTOPOM JIMHHO.

Hucceprauus llectak AHHBI [eHHaJb€BHBI COOTBETCTBYET KpPHUTEPUSIM,
ycTaioBieHHbIM M. 9 TlonoxeHus 0 MNpUCYXAEHUM YUEHBIX CTereHei,
yTBepxaeHHoro noctaHoBnenudeM [IpaBurenscrea Poccuiickoin Menepann Ne 842
ot 24.09.2013 r. (¢ M3MeHeHUsIMU B pelaKLUW rnocTaHoBieHHUH [lpaBuTenbcTBa
Poccuiickoit Genepaunu Ne335 or 21.04.2016r., Ne748 o1 02.08.2016r., No650 ot
29.05.2017r., Ne 1024 ot 28.08.2011r., Nell168 ot 01.10.2018r., Ne426 ot
20.03.2021 r.,, Nel539 or 11.09.2021r.), B n[uccepTauuu OTCYICTBYIOT
HeAOCTOBEpHbIE CBeleHHss 00 omyOJMKOBaHHBLIX COMCKATelleM y4eHO# cTeneHu
paboTax, B KOTOPbIX U3J0XEHbI OCHOBHbLIE HayHYHbIE Pe3yJIbTaThl AUCCEPTALIMH.

Ha 3acepanuu 17.05.2022 r. muccepTallMOHHBIH COBET MPHUHSJ peLICHHE
npucyauth lllecrak AHHe I'eHwagbeBHe YyueHyl CTeneHb KaHAMIATa
OHonoruyeckux Hayk

[Ipy nposeneHHH TaHHOrO TOJIOCOBAHHUS! OMCCEpPTALMOHHBIA COBET B
KonuuecTee 21 4enoBek, M3 HHUX 7 JOKTOPOB OHOJIOrMHECKHMX HayK [0
cneuuanbHocTH 1.5.7. I'eHeTuka, uU3 28 yenoBeK, BXOIALIMX B COCTAB COBETA,
MpPOroJIOCOBA/M: 3a NPUCYXCACHHE Y4YeHOH cTeneHW — 18, MpPOTUBR NpUCYXAEHUS

y4eHo# cTeneHy — 1, HelelCTBUTENLHBIX OloNneTeHeH — 2.
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