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OT3bIB BEAYIIEA OPTAHU3ALLUHA
Ha JuccepTalroHHYk paboTy conckarens lllectak AHHBI | eHHaIbLEBHBI
Ha TeMy: « MoJIeKyJISpHO-TeHETHUYEeCKHH MoMMOphHU3M apUTMOreHHOMH
KapAMOMHOIIATUH IPABOT0 YKETyA04YKa Y POCCHHCKUX OOJILHBIX», ITPE/ICTaBIeHHOM
Ha COMCKaHHWE YUEHOM CTeleHH KaHauaaTa OMoIornuecKux HayK
no cneuranbHocTH 1.5.7. ['eHeTHKaA

AKmyansiocmos membl UCCA1e006AHUS

H3yuenne HacnenCTBEHHBIX KapIHOJOrMYECKHX 3a00JeBaHWi sBIsETCS
Ype3BBIYaiHO aKTyaJIbHBIM HalpaBJIEHHEM COBPEMEHHON MEIMIUHCKONH F€HETHKH.
JleTanbHBIH aHaANW3 TEHOB, MYyTallMM KOTOPBIX TPUBOISAT K Pa3BHUTHIO
HaCJIEICTBEHHBIX 3a0oJjieBaHUN cepaua, TIO3BOJISET BBISBUTb MEXaHHM3MBI,
Jekalllie B OCHOBE Pa3BUTHs 3THX narosoruii. Kapauomuonatuu — 3T0 rpynna
3a0o0seBaHuil ¢ pazanvaroluMcs GEHOTHIIOM, HO C YaCTMYHO MEepPEeKPHIBAOIMMCS
CHEKTPOM T'€HOB, MyTallM¥M B KOTOPBIX OTBETCTBEHHBI 3a pa3BHUTHE 3a00JIeBaHM.
®dakTopoMm, 3arpyaustowuM nposeneHue JHK-nunarHocTtuku, sinsiercss deHoMeH
HEIMOJIHOH  IMeHETPAaHTHOCTH, XapaKTepHBIH NI MHOTMX HacJeACTBEHHBIX
KapJAHOJIOTHYECKHX 3a00JIeBaHWI, W IJI1 pelleHus: 3ToH mpobiieMbl HEOOXOAMMO
TLIATEILHOE ONKMCAHWE M MCCIEJOBAaHHWE CIIEKTpa BapHaHTOB M OlEHKa HX
aTOreHHOCTH.

ApuTMOreHHas  kKapawomuonaTtus — npaBoro  kemypodka — (AKIDK)
NPEJICTABIIAET CODOM NeHETHYECKH AeTepMHHIPOBaHHOE 3a00jieBaHie MHOKapa C
BBICOKMM PHCKOM BHE3allHOH CcepJieYyHOl CMepTH 1ML MOJONOro BO3pacTa,



KOTOpOE€ XapaKTEepHU3yeTcsl 3aMELIEHHEM KapAHOMHOLMTOB MPEUMYILLECTBEHHO
MPaBOro KeJlyaouka (UOPO3HON W/UITK HKHUPOBOH TKAHBIO, KH3HEYTPOKAIOIINMH
HapylLICHUSIMU pUTMA cepAua, Beyllee K pa3BUTHIO CEPAEHHON HENOCTATOYHOCTH.
B pa3HBIX 3THHYECKMX TIpyNnax apUTMOI€HHas KapAMOMHOIATHs IPaBoOro
xKermynodka seaserca mpuunHo 10-25% cnywaes BCC Monoawix nmonei B
Bo3pacte 17-40 net. ¥V 3HaUMUTENnbHON 4acTH OONBHBIX JUArHO3 YCTAHABIMBAETCS
TOJIBKO I1OCJIE NEPEHECEHHOTO 3MMH30Jja OCTAHOBKH Cep/illa WY NOCMEPTHO.

B nmocnegHue roasl HAKOIJIEHBI JAHHBIE O MYTAIlUSX HE TOJBKO B reHax
JIECMOCOM, KOTOpBIE TpaAULHOHHO cBA3bIBalOT ¢ pa3ButueM AKIDK, Ho u B He-
IECMOCOMHBIX TreHax. Mmeronuiics Ha ceroaHs CIUCOK U3 12 reHoB-KaHIMAATOB
ABHO HE HCYEPIBIBAET TEHETHYECKOro pa3HooOpa3us 3aboyieBaHHs, TAaK Kak
CKPUHHHT BCEX U3BECTHBIX F€HOB MTO3BOJISIET BBIIBUTh MOTEHLMATIBLHO [TATOT€HHBIE
reHeTH4eCKre BapuaHThI MpUMepHO y 50% OO0NBHBIX.

[IpencraBneHHoe B Hacrtoslled  paboTe  HccledOBaHHE  CIEKTpa
F€HETUYECKUX BAapHaHTOB B M3ydaeMbIX resax, noaxonoB k JHK-auarnoctuke,
U3y4eHHe IreHO-(QEeHOTHUITHYECKHUX KOPPENALNi y pOCCHIICKMX OONBHBIX TPOBEAEHO
BIEpBLIE. YUUTHIBAs CepbE3HBIN MPOrHo3 3aboneBaHus, qUccepTallioHHas pabora
[llecrak A.T". siBisieTcs akTyalbHOW HE TOJBKO C HAYYHOW TOYKH 3pPEHHS, HO U
HMMEET MPAKTUYECKYI0 3HAYHUMOCTG JJI 3JpaBOOXpPAHEHUS.

CeAa3b padomot ¢ NAAHOM COOMEEMCIMEYIOMUX ompacieil HayKu u HapooOHOz0
xo3aicmea

Hucceprannonnas pabora lllectak A.I'. BBIONHEHAa B COOTBETCTBHH C
NJIaHOM Hay4dHo-HUccienoBaTenabcko padotel PI'BHY «Poccuiickuif Hay4dHBIH
HEHTp Xupypruu umeHu akajgeMuka b.B.Ilerposckoro». Temaruka uccnenoBanus
OTHOCHUTCS K IPUOPUTETHOMY HallpaBJIEHWO HAYy4YHO-TEXHOJIOTHYECKOTO pa3BUTHS
Poccuiickoit  @enepanuu  «mepexoll K  MEPCOHATH3UPOBAHHOH  METHUIIMHE,
BBICOKOTEXHOJIOTHYHOMY 3paBOOXPAHEHHUIO u TE€XHOJIOTUSAM
310pOBBECOEPEIKEHUAN.

Hoguzna uccnedoseanus u Noayyuensix pesyabmamog

B npencraBnenHo#t nuccepranponHoit padore lllectak A.I'. BmepBble B
Poccunt u3ydeH CMNeKTp reHEeTHUYECKUX BapHaHTOB B IeHaX, KOOUPYIOIHX OeKu
JECMOCOM M aCCOLMMpPOBAHHBIX C HMMHU OenkoB. BbuIM HAEHTU(UIIMPOBAHEI
MyTallU¥, B TOM YHCI€ HOBble, TMpPUBOAALIME K pa3BUTHIO 3aboyieBaHMS,
NPOJIEMOHCTPHPOBAH BKJIAJ] TEHETUHECKUX aHHBIX B JUarHOCTHKY 3a00JieBaHus.

B uacTHOCTH, aBTOpPOM TILATENBHO H3YYEHBl KIMHUYECKHE IPOSIBIECHUSA
AKIDK B penpeszentatuBHOl BbIOOpke M3 80 mpobaHmoB, a Takke y ux 16
pPOINCTBEHHMKOB MEpPBOI CTENEHH POICTBA.



Jlis  mpoBeneHHs  MOJEKYJspHO-F€HETHYECKOro HCCIeloBaHHsA  Oblia
HCHOJIb30BaHA TEXHOJOIMS BBICOKOMPOW3BOAUTENBLHOIO MOIYTIPOBOJHHUKOBOIO
cekBeHHpoBaHus Ha miardgopme lonTorrent, paspaborana u BHeapeHa TapreTHas
naHesnb U3 16 reHoB «l'eHbI, KOAUPYIOUIME JECMOCOMHBIE U CB3aHHbIE C HUMH
Oenku», Ha OCHOBE aHalIM3a pPEKOMEHJAUMH MO FeHEeTHYECKOMY TECTHPOBAHMIO
kapauomuonatuid. s yactu GonbHBIX ¢ coyetaHueM AKIDK u CHMJDK wunn
MOBBIIIEHHON TpabekynsipHocThio JIDK nononHHUTENnsHO NpoOBENEHO M MOKas3aHa
1eaecoo0pa3HOCTs CEKBEHHPOBAHUS TapreTHON mnaHenn «['eHbl, KoaHupyrolue
capKOMEpHBIE U CBA3aHHbIE C HUMH OENKN».

WNnentuduunpoBaHbl NMaToreHHble W BEpPOSTHO MATOreHHBIE BapHaHTHI, B
TOM WYHCIE€ HOBBIE, NPHUBOJAILIME K pa3BUTHIO 3aboneBaHHUs. BriABiseMOCTb
reHeTH4yeckux BapuaHToB 1V-V kiiaccoB naroreHHOCTH coctaBuna 45,83% ot Bcex
BBISIBJICHHBIX ~ pelKuX  BapuaHToB. [lpoananusupoBaHa  3¢h(eKTHBHOCTH
npoBeneHHol JIHK-nmarnoctukn nna obweit koroptel 60neHBIX ¢ AKIDK, a
TaK)K€ OTAENBHO B KOropTaX OONBHBIX C JIOCTOBEPHBIM, BEpPOSTHBIM HIH
BO3MOXHBIM nuarHozamu AKIDK, comocraBumas ¢ omyOiIMKOBaHHOI paHee B
3apyOeKHBIX HCTOYHHKAX

Ha ocnoBaHHH MOMy4YeHHBIX pe3yJNbTAaTOB, NMpenoxeH AnddepeHIHaNbHbIHI
anroput™ JIHK-auarHocTuku afis NalieHTa ¢ HanpaslgOLIMM  AHarHO30M
«AputMorenHas kaparomuonaTtus npasoro xenynoudka» AKIDK, yuuTeiBarommii
BapHaHT pPEMOJENHPOBaHMS MHOKapJa M HalW4yHe «MepPeKpBIBAIOLLINXCS»
NMPU3HAKOB C JApPYTMMHM THNAMH KapAWOMHOmNatuit. B pesynsraTe coBmecTHOro
aHallM3a KIMHAYECKUX M MEHETHYECKHX O0COOEHHOCTEH MoKa3aHo, YTO MALMEHTHI C
BBISIBIICHHBIMM  [aTOr€HHBIMM M BEpPOSITHO MAaTOT€HHBIMH T[EHETHYECKHMH
BapuMaHTaMH B HCCIEJOBAaHHBIX TE€HOB HMeJNHM Oolee paHHMHA  BO3pacT
MaHH(decTauny 3aboneBanus, Ooyiee HACTYIO PErHCTPALMIO0 3MCHIOH-BOJHBI HA
OKT', orsroiwueHHbIl cemeiinblit anamMHe3 o BCC u 3aboneBanusM cepua.

Ocoboe BHMMAHHE YyJeJeHO aHaJgu3y OrpaHHYeHHH CYUIECTBYIOLIMX
METOJI0B CEKBEHHUPOBAHHUS KaK MPH JUAarHOCTHKE KapJHOMHOMATHH, TaK U B LIEJIOM
MOHOTEHHBIX 3a0osieBaHui. MccnenoBaH BKJIad SIBIEHUS «BBIMAJEHMS» auiens B
cHmxeHue TouHoctH [1P-onocpeioBaHHBIX METOI0B CEKBEHMpPOBaHHS (MPSIMOTo
cekBeHupoBanus mno Cenrepy, NGS). IlokazaHo, 4TO OCHOBHOW NpPHUYHHOM
«BBITIQJIEHUs» asens sBaserca jaokanusaums SNV(s) B obnactu mnpakimep-
CBA3BIBAIOLLIErO caiTta, a cHibkeHHe 3((EKTHBHOCTH aMIUIM(UKAIMH MOXET
3arparuBath 10 0,77% aMMNIUKOHOB B MYJIbTHIIPAaMEPHBIX MaHENSX FEHOB.

Snauumocmes 0na HayKu u NPAKMUKU NONYYEHHbIX Pe3Yabamos

HOHy‘{eHHBIe pE3YIbTAaThl, BBIBOABI W MNPAKTHYECKHE pPEKOMEHIAlNuH,
H3JIOKEHHBIE B JUCCEpTALHH, oGnaaamT HOBU3HOH W HMMEIOT [IPAKTHYECKOEC
3HaYeHHWe NI MEIHULHHCKOUN F€HCTUKH, KapAHOJIOTHH U MEAUKO-T€HETHYECKOro
KOHCYJIBTUPOBAHHA. HOHy'{eHHBIe pe3yJIbTaThbl YKa3bIBAKOT HA I_Ie.IIeCOO6pa3HOCTB



MEIOUKO-TEHETHYECKOr0  KOHCYJIbTHpPOBaHMA Ul  CeMeil  malMeHTOB  C
apUTMOT€HHOH KapJHOMHOIMATHH TIPaBOTO IKEeNyJo4Yka H HeoOXOAUMOCTh
opranm3aunu auddepenunansHoro moaxoxa k JIHK-mmarnoctuke y aTHX
nalupeHToB. B aucceprauMyM TakkKe H3JI0KEHBl IMEpCHNEeKTHBBl JAalbHeHiIei
paspaboTrku naHHOI TeMbl. Kpome Toro, pesynbTaTsl paboTh! ABISIOTCA BaXXHBIM
BKJIAZIOM B pa3BUTHE (PYHOAMEHTAIBHBIX MPEACTABJICHUH O [aToreHese
HacJIeICTBEHHBIX 3a00yIeBaHuil cepaua.

Jluynotii 6100 asmopa

JInuHBIA BKNaJ aBTOpa 3aKJIIOYAETCA B €ro HENOCPeACTBEHHOM yuYacTHH B
pa3paboTke M  BBIMOJHEHHH  MOJIEKYJIAPHO-TEHETHYECKUX  HCClel0BaHUi,
O6uonHpOpMaTHUECKOM aHaNHN3e pe3yJbTaTOB CEKBEHHPOBAHHS, CTATHCTHYECKOM
o0OpaboTke, BEIEHUH pErucTpa OHOJOrHYecKuX 00paslloB MalHEHTOB, aHAJIH3E U
0000IIEHNH  TMONY4YEHHBIX  JaHHBIX, BKJIIOYasd  KJIHHHYECKHE  JaHHBIE,
NpeoCTaBlIeHHblE TPOQWIBHBIMU KIMHHYECKHMH YYpPEXACHHAMH, a TaKKe B
MOArOTOBKE cTarelf, TEe3WCOB M JAOKIAJ0B IO TEME HCCIeN0BaHMUs, JIMYHOM
MPeACTaBJICHUH U 00CYXIEHUH pe3ybTaToB paboThl Ha KOH(GEPEHUHAX.

KoHKpemmsle peKoMeHOAUUU RO UCROTbIOEAHUIO PE3YIbMANOE pAdOmbl U
€b180006 ouccepmayuu

Pe3ynbTaTel ¥ BEIBOJBI, MMOJIYYEHHBIE B XOJ€ HUCCIICOBaHUS, NOJIKHBI OBITH
UCIIONIB30BaHbl MPH  MEAWKO-TEHETHYECKOM KOHCYJBTHPOBAHMHM ceMel C
apMTMOTeHHOH KapJAHOMHOIATHEl MpaBOro XelyAodka, TPH MMIaHUPOBAaHHU H
nposeaennn JHK-1narHoCTHKHM U HHTepnpeTalyy ee pe3yJbTaToB Y MallMeHTOB C
aToif martonorueil. PaspaboraHHble peKOMEHIALHWH MOTYT OBIThH BHEIPEHBI B
OpraHW3alUsAX W  YUYPEKICHHUSX, JACSITENLHOCTh  KOTOpPBIX  CBSi3aHa C
reHOJMarHOCTUKOH M MEIUKO-TeHEeTHYECKUM KOHCYJIBTHPOBaHHEM, OCOOEHHO B
00JacTH KapIHOreHETHKH, a TaKKe B HAYYHBIX YUPEKACHHUSX, 3aHUMAIOLUMXCS
BOIMPOCaMH T€HETUKH 3a00JIeBaHUI cepIeHHO-COCYTUCTON CUCTEMBI.

ITeuamusie pabomet, onyosuKkosanitbie no meme ouccepmayuu

ITo TeMe nucceprauru OmMyOJIMKOBaHBI 76 HaydHBIX paboT, BKiIO4as 23
cTaTbd, U3 HUX 18 B M3maHmsXx, pexomeHaoBaHHEIX BAK PO ans ny6Gaukaunu
MaTepHasoB JUCCepTaliii Ha COMCKaHHE y4YeHOH CTerneHM KaHauaaTta ¥ JOKTopa
HayK, U 5 craTeii, HHIEeKCHpyeMBIX B 06a3ax gaHHbIX Scopus n/mimn Web of Science,
U 53 Te3uca Hay4yHOH pabOThl B MaTepHasiax KOH(epeHLHiA.



O060cHOGAHHOCIMb U 00CINOBEPHOCING HAYUHBIX NOJI0OHCEH UL, 86160006 U
3AETIOUEH UL

B menoM, mnonoxeHHs auccepTalMM, BBIBOABI U MpaKTHUYECKHE
pEKOMEHJAIMU JIOTMYHO BBITEKAIOT W3 IMOJYYEHHBIX pe3yJIbTaTOB U 0OOCHOBAHBI
JOCTaTOYHBIM KOJIMYECTBOM  JKCIIEPUMEHTANbHBIX JAaHHBIX. [IpUMeHeHHbIe
METOJBbl CTAaTUCTUYECKON 0O0pabOTKM MOaHHBIX W HHTEPNpETaly pe3ybTaTOB
SBISIOTCS] COBPEMEHHBIMU U KOPPEKTHBIMH,

Ouenka cooepycanun ouccepmayuu, eé 3a8epuLéHHOCIb ¢ yeaom, 3amedanus
no oghopmaenuro

Jlucceprauus uznoxeHa Ha 149 cTpaHHIax Me4YaTHOrO TEKCTa, COCTOUT M3
BBeAeHHs, 3 rnaB (0030p JUTEpaTyphbl, MaTepHan ¥ METOABI, pe3ynbTaThl U
oOcyxXJeHHe), 3aKIHO4YeHHs], BBIBOJOB, MPAKTHYECKUX pPEKOMEHJAINi, OMHUCaHHs
NepcrneKTUB  JajibHeilleit  pa3pabOTKH  TEMBl, CIHCKa  HCIIOJIL30BAHHOM
auTepatypel W3 217 HCTOYHHKOB, 2 mnpunoxeHui. CrpykTypa auccepTaluu
JOrMYHa M COOTBETCTBYET MOCTABJIEHHBIM 3adadaM. JluccepraunoHHas padota
WILTIOCTpHpOBaHa 25 Tabauuamu U 31 pUCYHKOM.

O0630p nuTepatypbl JaeT MpejacTaBiIeHHE 00 H3yvyaeMOM HacleACTBEHHOM
3a00JI€BaHUH, €ro J3THONOIMH, MaTOreHe3e, TIEeHETHYEeCKOW TIeTepOreHHOCTH,
UCTOPUHM H3YyHEHHUsA, a TaKXKE O IPHUMEHSEMBIX IOAXO0AaX K AHarHOCTHKE U
tepanuu. WHTepecHBIM sBISETCS pa3fel, IOCBALIEHHBI TeHHOHW Tepanmuu
CepAEHYHO-COCYIUCThIX 3a00NIEBaHMM, XOTS OH HE HMMeEET MPSIMOro OTHOILIECHHS K
TemMe paloThI. ['maa «Matepuan #“ METOAB» MOAPOOHO OMHCHIBAET
HCIIONb30BAHHBIA MaTepHal M MeToAsl uccienaoBaHus. B rmaBe «PesynbraThl M
obcyskaeHHe» IpUBEICHBl pPE3yJbTaThl aHANN3a CIIEKTpa BBIABJIEHHBIX PEIKHX
reHeTHYeCKMX BapHaHTOB B JECMOCOMHBIX W  HEe-IECMOCOMHBIX IeHax,
UIEHTU(PHULHPOBAHHBIX MYTalLlUi, CBSI3aHHEIE C pa3BUTHEM 3a0ojeBaHus. OleHeHa
auarfoctryeckas 3(g@exkTuBHOCTh npoBeaeHHON JIHK-auarHocTHky y maunueHToB
c pasnnyHbBIMH  BapuaHTamu  MaHu(ecrauun AKIDK, wu  npeanoxen
onTUMHU3UpoBaHHEIN npotokon JIHK-nuarHoctuku 3aboneBaHus AJis MAIlMEHTOB,
YUHMTBIBAIOIINI BapHaHT peMOAEeTHPOBaHUA MUOKap/a.

B pabore nokazaHo noapoOHOe OOOCHOBaHHE OTHECEHHS BBISIBICHHBIX
reHEeTHYECKUX BApHAHTOB K TOMY MM MHOMY KJlacCy MaTOr€HHOCTH, YTO OYEHb
Ba)XHO,  IIOCKOJIBKY  QJIFOPUTMBI  OLIEHKHM  MATOr€HHOCTH  ITOCTOSIHHO
COBEPLUCHCTBYIOTCS 110 Mepe pa3paboTKu HOBBIX METOAOB U HAKOTUIEHUS! JaHHBIX.
Kpome Toro, mpeacraBnsieT MHTepeC yKa3aHME WHAMBHAYAIbHBIX COYETAaHH
NaTOreHHBIX BAPUAHTOB C BapHaHTaMHU HEOIIPEAEICHHOrO 3HA4Y€HHUs1 y MaleHTOB C
AKIDK. [lns HeckOJIbKMX BapHaHTOB OBLIO MNPOAHAIM3UPOBAHO BO3MOMKHOE
MoauduUUpyollee BIUsHUe Ha pa3sutHe denotuna AKIDK, uto Takxke Hauuio
OTpa)K€HHE B AMCCEPTALIHH.



WHTepecHble pe3ynbTaThl MONYYEHBI T[PH CpPaBHEHHH HU3MEHUYMBOCTH
«JIeCMOCOMHBIX» T€HOB MpH ABYX (opMax KapJAHOMHOMATHH: apUTMOTEHHON U
OUNTaTalMOHHON. ABTOpPOM HAarjsilHO TIOKa3aHbl pa3ld4Us B JOKAIM3ALUU
NMaTOreHHBIX M BEPOSTHO MATOr€HHbIX BapHAHTOB MEXIYy OJ3THMHU JBYMS
3aboneBaHusaMH. K coxkaneHHIO, 3TOT CpaBHUTENLHBIM aHANW3 HE Hallenl
OTpa)KeHHUsl B MOCTABICHHBIX 3ajavyax M cAelaHHbIX BeIBoAax. Kpome Toro, Onu10
Obl HMHTEPECHO NMPHUBECTH AaHHBIE O TOM, B KAKMX MMEHHO reHaX ObUIM HalJleHbI
BapuaHTel V-V knaccoB mnatoreHHoct y Tex 23% mnpoGaHAoB, KOTOpbhiEe B
nononuenne k AKIDK nmenun xapruny «cunapoma JKMID» (8 yenosek).

OTtnenbHO  XoueTcs  OTMETHUTh  JEMOHCTpalMi0O  BKIIaja  SIBIEHHUS
«BbITagenus» amiens npu nposeneHun HK-nuarnoctukn AKIDK u ounenky
MOTEHUHMAIBHOTO pPHUCKA «BBIMAJICHUA» alieNisi B MYJBTHIIpAaMEPHBIX MaHEeNIsX
reHoB. [loka3aHo, 4TO 3TOT GaKTOp MOXKET 3aMETHO MOBIUATE Ha 3PHEKTHBHOCTE
F€HOAMArHOCTHKHA, M €ero HeoOXOJMMO YYHTHIBAaTH MpH pa3paboTKe TI'eHHBIX
MaHeleit U HOBBIX MOJXOJ0B K NMOHUCKY T'€HHBIX BapHAHTOB IIPH HACJIEACTBEHHBIX
3a00neBaHHUsIX.

BreIBOABI MO MONy4eHHBIM pe3yinbTrataM (6 BBIBOIOB) chOpMYITHPOBAaHBI
YEeTKO, COJEp>KaT KOHCTATallMKO BBHIABIEHHBIX (AKTOB U (HOPMYITHPOBKY OOIIMX
3akoHoMmepHocteit, C npyroii CTopoHbl, GOpPMYTHUPOBKA OT0KEHH M, BBIHOCHMBIX
Ha 3alUTY, ABISETCS HE COBCEM AaKKYpaTHOM, TaK KaK B HEKOTOPBIX TOJIOKEHUIX
OMyILIEHBl Ha3BaHHUsA 3a00NeBaHHUil, U 3TO AENAeT WX HE COBCEM MOHSTHBIMH IS
cTopoHHero uutarens. Ha ocHoBe pe3ynbTaToB HCCNEOBAHUS MPEASIONKEHBI
BO3MOXHBIE HANIPABJICHU AajlbHEULINX UCCIEN0BAaHUH M0 3TOM TEMATHKE, a TaKXKe
JAHBl TPaKTHYECKHE pPEKOMEHIAalHH. [IpencraBnennas pabora sABIseTCA
3aBEpLIECHHBIM HayUYHBIM HCCIEJOBaHUEM.

3axawuenue o coomeememeuu UCcepMan KpUmepusm,
yemaitogiennsim Ilosioxncenuesm o nopAOKe RpUCYMHCOeHUsl PUEHbIX CimeneHell

Hucceprauuonnas pabora lllectak A.I'. siBasieTcs 3aKOHYEHHON HaydHO-
KBaJu(UKAUMOHHON paboToii, BBIMOIHEHHONW TOJ pPYKOBOJACTBOM JIOKTOpa
MenuIMHCKX Hayk E.B. 3akisa3bMHHCKOM, coiepikauieil HOBBIE HAay4HBIE H
NPAKTUYECKHE JaHHBIE MO pELISHHI0 3a/1a4 H3YUYeHHs MOoNuMOp(HU3Ma EeHOB,
KOAHPYIOLLIHUX OCHOBHBIE JIECMOCOMHBIE M HE-II€CMOCOMHBIE O€IKM, U KIMHHUKO-
reHEeTHYECKOro MnojauMopdu3Ma apUTMOIE€HHOH KapJAHOMHONATHH IPaBOro
KENTyJ04YKa y POCCHUHUCKHX MAalMEHTOB, YTO HMEET CYLIECTBEHHOE 3HAUYE€HHE IS
MEJUIIMHCKOH TIE€HETHKHM M TIOJIHOCTBIO COOTBETCTBYET TpeOoBaHUsAM M. 9
[Tono)xeHus o0 MpUCYKAECHUH YyUEHBIX CTeNEHEN, YTBEPKACHHOTO TOCTAaHOBIICHHEM
ITpaButensctBa Poccuiickoit denepanyu Ne 842 ot 24.09.2013 r. (¢ U3MEHEHUSIMHU
B penakuuu nocraHoBneHuil [IpaBurensctBa Poccuiickoit @enepaunu Ne335 ot
21.04.2016r., No748 ot 02.08.2016r., Ne650 or 29.05.2017r., Ne 1024 ot
28.08.2011r., Nel1168 ot 01.10.2018r.), mpenbsABIsieMbIX K AUCCEPTALHOHHBIM
paboTaM Ha COHMCKaHHE Y4YEHOH CTeMeHM KaHAuAata OMOIOTHYecKHX HayK Mo



crienransHOCTH 1.5.7. T'eHeTHKa, a ee aBTOp 3aCIy’KHBAET MPHUCYKIECHHUS HCKOMOM
CTETICHH.

OT3BIB  Ha JUCCepTallIOHHYIO paboTy couckatens lllecrak AHHBI
I'enHagseBHBI Ha  TeMy:  «MonekynspHO-TEeHETHYECKH  monuMopdu3M
apUTMOTE€HHONH KapAMOMMOIATHH IPABOr0 XEIyJouKa y POCCHUCKMX OOJIBHBIX»
3aciyiiaH, obcyXaeH M oJo0peH Ha 3acelaHHH J1abopaTOpHUH MOMYJISLIMOHHON
reHeTukd HWW Menuinmuckoii renetukn Tomckoro HUMII, nmpotokon Ne 12 ot
22.04.2022 r.

PykoBoauTens 1abopaTopuu MOMyJISILIHOHHON FeHETHKH
Hay4Ho-HccenoBaTenbCKOro HHCTUTYTa MEAUIIHHCKONW M€ HETUKH
denepanbHOro rocyJapCTBEHHOI0 OF0IKETHOrO HAYYHOTO YUpeXKIeHHUS
«ToMckuit HallHOHAJILHEIH HCCIIEJOBATEIbCKUM

MeOULMHCKUH LeHTp Poccuiickoil akaqeMuy HayK»

n-p Men. Hayk (1.5.7. — reHeTHKa)

Hazapenko Mapus CepreeBna LAA Mu;% il

Crapiuuit HayyHbIH COTPY AHHK JJaOOpAaTOPUH TIOMYIALIHOHHON TeHETHKH
Hayuno-nccnenoBaTensCKOro HHCTHTYTa MEIULMHCKON T€HETHKH
MdenepanbHOro rocyJapcTBEHHOI0 OI0IKETHOIO HAYYHOr0 YUpeKAeHUS
«ToMckHit HATMOHANBEHBIN HUCCIEN0BaTENbCKUN

MeAULUMHCKUN HeHTp Poccuiickoil akanieMuH HayK»

Kauz. 6uoin. Hayk (1.5.7. — reHeruka)

["ony6enko Mapus BnagumupoBHa @3/{/@
e

[Toanucs a-pa men. Hayk M.C. Hazapenko u
kaua. 6uon. Hayk M.B. ["'onyGenko ynocrosepsito
Vyenslit cexperaps PeepanbHOro
rocyZapCTBEHHOI0 OFOIKETHOTO HAyYHOTO YUpPEKICHHS
«Tomckuii HallHOHATIBHEIH HCCIIENOBATEIECKHUH,
MeaULIMHCKUH LeHTp Poccuiickoit aKaneMH 1 H&}’K»
KaHUJaT OMOJIOrHYeCcKUX HayK 5
Xurpunckas Mpuna KOpreBHa ;

634009, r. ToMmck, nep. KoonepaTuBHbIi, J.5.
denepanbHOE rocy1apcTBEHHOE 610)1>KeTH6§j;
Hay4yHOe yupexaeHne «TOMCKHIl HaunoHambHbT,
HCCleI0BaTeNbCKUI MEAHLIMHCKHI IeHTp Poccuitckoi
akaneMuu Hayk» (Tomckuit HUMLL).

Caiit opranu3zanui: http://www.tnime.ru/

e-mail: center(@ tnimc.ru

tenedon: +7 (3822) 51-10-39



