OT3bIB
o(pMLIHATBHOTO ONMOHEHTA, A0KTOPAa MEAULIMHCKHX HAYK
Kyuenko JIroaMHJIbI AJIEKCAHAPOBHBI
Ha aumccepranmio Ilonsk Mapraputel EBreHbeBHBl «KIIMHUKO-T€HETHYECKHIA

noauMop¢u3M CHHApOMa HEKOMIIAKTHOIO MHOKapJa JEBOrO J>KEIylnouka Yy
poccHiickux OOJIBHBIX», IIPEACTABICHHYK) Ha COUCKaHHE YYEHOH CTENEHU
KaHJUAaTa MEIUIIMHCKUX HayK Mo cnenuanbHOCcTh 03.02.07 — reHeTrka
AKTYaJIbHOCTb T€MbI JHCCEPTALIMOHHOI'0 HCCJIeJOBAHUSA

N3ydyenue cuHApPOMa HEKOMIIAKTHOIO MHMOKapAa JEBOTO JKelyJouka
(CHMJIXK), penkoit  QopMbl  KapAMOMHONATHH C  IATOJIOTMYECKOU
TUNepTpabeKyISIPHOCTBI0O MHOKapAa JIEBOTO XeIyJouka U GOpMHUPOBAHUEM IBYX
CIOEB MHOKapAa — HOPMAaJbHOTO U HEKOMIIAKTHOTO CErOJHs IIPENCTaBIsSET
00O HayyHO-NIpakTU4YecKuid uHTepec. BxmouenHslii BO3 B 1995 roay B
rpynmy HEKJIaCCU(DHUITMPOBAHHBIX KapJIuOMHOIIATHIA, u aQHAJIOTUYHO
kinaccudunpyeMbeii  EBpomelickuM  oOuiectBoM  kapauosiioroB, a B CIIA
ONpEAENIEMbIM KaK TE€HETHYECKH JETEPMUHHUPOBAHHAS KapIUOMHUOIATHS,
CHMIJDK uMeeT pacnpOCTpaHEHHOCTb BO B3pociod nonyysuud ot 0,014%.
[TaTtonorust MOXeT OBITh N30JIMPOBAHHOM, COYETATHCS C BPOXKACHHBIMHA ITOPOKaMHU
cepAlla W JAPYTMMH TE€HETHYECKH JETEPMUHHUPOBAHHBIMU  COCTOSTHUSIMU,
KIIMHUYECKU MOXET COMPOBOXAATHCS HApYILIEHUEM COKPATUTENbHOM ClIOCOOHOCTH
CEpIECYHON MBIIILBI, apUTMHUEH, TUnepTpodueil Muokapaa U IuUaTalueld Kamep
cepaua.

HecmoTps Ha  mporpecc, JOCTUTHYTHIH B~ BU3yalIM3allUd U
MOPQOJIOTMYECKOM OMUCAaHUU (EHOMEHA HEKOMIIAKTHOTO MUOKapja, OTCYTCTBYET
€IMHOE I[IOHMMAHHWE €ro OJ3THOJOTHM H T[aroreHe3a. MHOTOYHCIEHHBIE
HCCIIEIOBaHUSl OTMEYAlOT, KaK JOKAa3aHHO 3HA4YMMYIO JOJIK0 HAcCleACTBEHHBIX
dopm (1m0 50% mpu ayTOCOMHO-IOMHHAHTHOM U CHETUIEHHBIM C X-XpOMOCOMOM
TUIIE HACIIEOBaHUs), TaK M OTCYTCTBHE «MAXOPHOIO» TI€HA, T'€HETUYECKHE
BapHaHTHl B KOTOpPOM ObUIM OBl OTBETCTBEHHBI 3a OOJBIIYI0 YacTh CEMEHHBIX
cinyyaeB. [Ipu Hanuuuu 3anpoca Ha [JHK-nuarHocTuky co CTOpOHBI ceMei, 00beM

N TaKTHKa I'CHOTHIIMPOBAHUA Y Hp06aHI[0B H UX POACTBCHHHUKOB B HACTOALICC



BpeMs nuckyrtabenbHel. CormacHo Koncencycy HRS/EHRA (2011r.) mo
TEeHETUYECKOMY TECTHPOBAHMIO [ KaHaJIOMaTUd M  KapAHOMHOIATHUH,
reHeTndeckuit ananus npu CHMJDK nomkeH BKIHOYaTh T€HbI, MyTallid B KaXXIOM
U3 KOTOPBIX BCTpedaroTces > 2% ciry4daeB, a UMEHHO, reHsl: MYBPC3, MYH7, TAZ,
LDB3, ACTCl, TNNT2. B mHaubonee akKkTyadbHbIX pPEKOMEHIAIUSAX IO
TeHETUYECKOMY TECTHPOBAaHUIO sl Kapauomuomnatuit (OOmecTBo cepaedHoi
HenocratroguHocTd HRS ot 2018 rona) ykazano, uro o6sem JJHK-nuarHocTuku ais
nanueHToB ¢ coueranneM CHMJDK u npyroit kapauomatuu (I'KMII, JKMII,
PKMII) nomxeH OmMpenensTbCs KapAHOJIOTHYECKUM (EHOTUIIOM, B COUYETAHHUH C
KOTOpPhIM HabOmonaeTcs GEHOMEH HEKOMIIAKTHOCTH MHOKapAa, AJS MaleHTOB C
U30JIMPOBAaHHBIM  HEKOMIIAKTHBIM ~ MHOKapaoM  IenecoobpasHocts  JHK-
JUArHOCTHKH PEKOMEHIYETCS OLEHUTh IOCIE TIIATeIbHOro cOopa ceMeHHOro
aHaMHe3a. YYHUTBIBAas IEPEKpBIBAIOLINECS TEHETUYECKHUE CIIEKTPhl pa3iIM4YHbIX
KapAWOMaTui, MOUCK MyTalluid B I€HaX CapKOMEPHBIX U CTPYKTYpPHBIX OEIKOB C
ONpEACNEHUEM MX 3HAYUMOCTH MJI1 KIMHUYECKOTO TEUEHHs 3a00JieBaHUS U
IIPOrHO3a SIBJIIETCS COBPEMEHHOM TEMOH B 3py MOJIEKYJISIPHON F'€HETUKH.

B cBs3M C 3TUM, aKTyaJlbHOCTh TEMBI IHUCCEPTAMOHHOU padoThl Ilomsk
Mapraputsl EBreHbBEBHBI, IOCBSIICHHOH aHaIu3y KIMHUKO-TEHETHYECKOTrO
noauMopdu3Ma CHHAPOMa HEKOMIIAKTHOIO MUOKap/a, HE BBI3BIBAET COMHEHHUH.
CreneHb 000CHOBAHHOCTH HAaYYHbIX I0JI0XKeHMIi, BbIBOJOB U PEKOMEHAALHi,
c(opMyJIMPOBAHHBIX B AUCCEPTALIHH.

B auccepTaniioHHOM HCCIIEOBAaHUU HCIIOJIb30BaH KOMILIEKCHBIM MOAXOA K
PELIEHUI0  IIOCTAaBIEHHBIX  33aJad C  HCIOJB30BAHHEM  COBPEMEHHBIX,
anpoOMpOBaHHBIX B HAy4yHOH MpaKkTHKE METOJOB HCCIEIOBaHUS, BKIIOYAs
BBICOKOIIPOM3BOJUTENIBHOE CEKBEHHpOBaHHWE HOBoro rmokoneHus (NGS) Ha
mwiatdopme Ion Torrent ¢ mocineqyrOIMM aHATKU30M TapreTHHIX YYaCTKOB T'€HOB
METOIOM IPSIMOrO  JBYHAalpaBI€HHOIO cekBeHHUpoBaHuss 1o CeHrepy,
ABISIOEMYCS «30510TbIM cTtaHgaptom» JIHK-nuarnoctuxu. IlpoBeneHsl ananus
pe3yabTaToB PYHKIIMOHATBFHON THArHOCTUKH, TaKMX Kak sxokapauorpabus, MPT

unu MCKT cepana, onieHka pogoCcIoBHOIA.



Pe3ynbprathl uCClen0BaHUS T€HETUYECKOTO CIEKTpa OBUIM COMOCTaBIIECHBI
aBTOPOM C JIUTEPaTypPHBIMU JAaHHBIMH: C pe3yJbTaTaMH U3y4YE€HHS T€HETUYECKOTO
cnektpa HMJDK B yeThipex nccinenoBaHusx. JJOCTOBEpHbBIE OTIWYHS (TOYHBIH TECT
Oumepa, p < 0,05) B crpykrype reHeruudeckoro crnekrpa HMIDK ormedens! ¢
pe3yibpTaTaMi, NOKa3aHHBIMH B uccienoBaHud Li et al. (2018), uyto aBTOp
OOBSCHSIET pa3IMYHBIM IU3aHHOM HCCIIEIOBaHMs, a IMEHHO, BKIItoueHueM Li et al.
reHa TUTHHA B CIIEKTP HCCIIETyEMBIX TE€HOB.

Pesynbrarel HCCIENOBaHUS OOOCHOBAaHBI AaBTOPOM pacyeTaMd U
BBISIBICHHBIMU  3aKOHOMEPHOCTSIMH, YTO IIO3BOJIIET OLEHUTh M TNPUHATH
chopMynHpOBaHHBIE  HAy4yHBIE€  IIOJIOKEHHUS, TMOJY4YCHHBIE  BBIBOABI |
MPEAJIOKEHHBIE Ha HUX OCHOBE MPAaKTHUUYECKHE PEKOMEHAALMH, B TOM 4YHUCIE
BKIIIOYAIOIIME QJITOPUTMBl  MEOUKO-TEHETUYECKOTO0  KOHCYJBTHUPOBAaHUS IS
nanueHToB ¢ CHMIJDK. CdopMmynupoBaHHbIE aBTOPOM BBIBOABI COOTBETCTBYIOT
3asIBJICHHOH CIIELIUaIbHOCTH, IPAaKTUYECKUE PEKOMEHIANY NIPU pa3IUYHbIX TUMAX
pPEMOJENUPOBaHNUS MHUOKapaa aAeKBaTHBl KIMHHYECKHM 3ajadaM, pellaeMbIM
BpayamMu T€HETHKaMH U Kapauosoramu ais nanueHtoB ¢ CHMJDK u mns ux
POJICTBEHHHUKOB.

PesynpTaThl quccepTalinoOHHONW paboOThl OMyOJHUKOBaHBl B PELIEH3UPYEMBIX
xypHanax BAK u 3apyOexHoii mnedaru: 3 cratbu - B «Poccuiickom
KapIUOJIOTHYECKOM J>KypHajle», 2 CcTaTbu — B XypHaile «KinHHYeckas H
3KCIIEpUMEHTANIbHAS XUPYPIus», 1 cTaThs — B XypHaie «(Gene», IpeCTaBICHHI B
BUJIE YCTHBIX U MOCTEPHBIX AOKJIAIOB Ha POCCHHUCKUX U 3apyOeKHBIX Hay4YHBIX
KOHQEpEHLIUSX.

Pesynpratel HccienoBaHus OBUIM  BHEAPEHBI B MPAKTUKy METUKO-
T€HETUYECKOr0 KOHCYJBTUPOBAaHUS J1abOpaTOPHUH MEAHULUHCKOM TEHETHUKH U B
JEKIUOHHBIN Kypc U1s cTyAeHTOB U opauHaTtopoB ®I'BHY «PHIIX um. akan. b.B.
IleTpoBCcKOro», a TakXke B IPAKTHUECKYIO NesATeNbHOCTH JiabopaTopuu JIHK-
auarHocTukH ~ OI'BHY  «Menuko-reHeTHYecKuid  HaydHbI  LEHTP  HUM.

H.1.boukoBay.



JIoCTOBEPHOCTh U HOBHU3HA HAYYHBIX NOJIOXKEHHH NUCCEPTALMH, BHIBOJOB H
PEKOMEHAaLHIA.

B nuccepraunonHoit pabore Ilomsk M.E. mpu aHanmse KIMHUYECKHX
OCOOCHHOCTEH# U TE€HETHYECKOro HoauMopdu3Ma CHHApPOMA HEKOMIIAKTHOTO
MHOKap/a JIEBOIO >EIydo4dka pacCMOTPEHBl M YUTEHBl pa3lU4HbIE BapHUaHTBI
pEMOIETMPOBaHUS MUOKapaa (M30IMpOBaHHAsE HEKOMIIAKTHOCTh MUOKapa JIEBOTO
XeNlyA04Ka, COueTaHNe HEKOMIIAaKTHOCTU MUOKap/a ¢ runeTpodueii CTEHOK KaMep
cepala U CoOueTaHUEe HEKOMIIAKTHOCTH MHOKapja ¢ AujlaTallied KkaMmep cepaua), a
TaKKe Ipynna NalUEeHTOB C HEKOMIIAKTHBIM MHOKAapAOM JIEBOTO JKEIyI04Ka.
H3ydyeH cCoekrp TIeHEeTHYEeCKUX BapUaHTOB B 13 TreHax CapKOMEpHBIX U
CTpyKTypHBIX OenkoB y mauueHtoB ¢ CHMJDK. Ilanenps u3 13 reHoB Obuia
coctaBieHa Ha ocHOBe pekoMmeHmauuid HRS/EHRA 1o renernueckomy
TECTUPOBAHMIO U1 KaHanomatuii u kapaumomuonatuid or 2011 roma, nomosHeHa
reHaM¥ CTPYKTYPHBIX O€IKOB, TeHETHUECKHE BApHAHTHI B KOTOPBIX OBLIHA OIMCAHBI
npu CHMJDK, u 4YacTM4YHO COOTBETCTBYET PEKOMEHIAIUSIM AMEPHUKAHCKOTO
o0uiecTBa CepACYHON HENOCTATOYHOCTH.

ABTOpPOM OTMEUYEHO, YTO B XOpPOLIO H3YYEHHBIX I'€HAX CapKOMEPHBIX H
CTPYKTYpPHBIX O€NKOB OBLIO OOHApy»EHO OOJIBIIOE KOJHYECTBO HEOMHCAHHBIX
paHee TeHETHYECKUX BapHAHTOB M BAPUAHTOB C HEYCTAHOBJICHHBIM KIMHHUYECKUM
3HaueHueM. Tak, u3 15 reHeTuuyecKkux BapUaHTOB, BbISIBIEHHbIX B reHe MYH7, 6
ObBLIM ONMCAaHBl BIEpBBIE, a NOJi1 NPOOAHIOB, y KOTOPHIX OBLIH BBISBIICHBI
TCHETUYECKUE BapHaHTBl C HEYCTAaHOBJIEHHBIM KIMHUYECKHUM 3HAUCHUEM,
cocraBuia 30%. bonbluas n01s FeHETUYECKUX BapHAHTOB C HEYCTAaHOBIIEHHBIM
KIMHUYECKUM 3HAQUEHHUEM Hallula OTPaXEHHE B COOTHOLICHHUH «CHUTHAI-IIyM)»,
kotopoe cocraBmio ~ 0,65:1. B pykoBomctBax ot 2011 um 2018 rr. omenka
COOTHOIIEHUS «CHUTHAN-IIIyM» AJIsS Pe3yJbTaTOB M€HETHUYECKOrO0 HCCIEIOBAHUS Y
nanueHToB ¢ CHMJDK He npoBoaumace.

[Ipn ananu3e KOppensuuil «reHOTUN-QEHOTUID» IMOKa3aHO, YTO BO3pacT
MaHubecTanuy 3a00JIeBaHUS y HOCHTENEH MaTOr€HHBIX/BEPOSITHO MATOT€HHBIX

BapHaHTOB AocToBepHO Hivke (p=0,0017), uem y mamueHTOB O€3 BBISIBIECHHBIX



T€HETHYECKUX BapraHTOB. OTMEUATIOCh TaKKE, YTO CEMEHHBIN aHaMHE3 BHE3AITHOM
CEepIeYHOH CMEpPTH Y TalHEeHTOB C IIaTOTC€HHBIMH/BEPOSTHO IaTOT€HHBIMH
BapHaHTaMHU BCTpedaics noctoBepHo uame (p=0,03), yem y mauueHToB 0Oe€3
BBISBJICHHBIX T€HETHYECKHMX BapHaHTOB. bojee paHHMIt BO3pacT MaHHbecTaluu
ObL1 mokaszaH B pabore Wang et al. (2017), ogHako B Toif e pabore He OBLIO
BBISIBJICHO KOPPEJSILUIA C OTATOIIEHHBIM CEMEHHBIM aHAMHE30M.

ABTOpPOM  BIEpBblE IIpOBElE€HA OLEHKAa COOTHOIICHHS  TOJIIWHBI
HEKOMITAKTHOTO M KommakTHoro cioeB (NC/C) muokapna y pasHbIX TIpymnmnd
nanudeHToB. [lokazano, uto cooTHomeHue NC/C y manueHTOB C BBISIBICHHBIMU
[ATOTEHHBIMU/BEPOSTHO TMATOT€HHBIMH TE€HETHYECKMMH BapHaHTaMH OBLIO
JOCTOBEPHO HIKE, YEM Y IALIMEHTOB 0€3 BBISIBIECHHBIX T€HETUYECKIX BAPHAHTOB.

ABTOpPY HE YyIaloCh BBIIBUTH OCOOCHHOCTH, XapaKTEpHbIE IS
00HapyXEHHOTO CIIEKTpa T€HETUYECKUX BapHaHTOB, OJHAKO, KaK OBLJIO OTMEUEHO
paHee, ObuUlM OOHapyXe€Hbl M OIUCAaHBl HOBBIE TE€HETUYECKHUE BapUAHTHI.
Heo6xomuMo 0TMETHTH, UTO paboTa MpoBeneHa Ha HeOOIbIIOH TpyIINe MaueHTOB
(67 OonbHbIX). WM3-3a OTHOCHUTENBHO HEOOJBIIOIO KOJWMYECTBA IIAIHEHTOB
HNOArpYNIBl MAaMEHTOB C Pa3IMYHBIMU BapHaHTaMU PEMOJEIUPOBAHUS MHOKapaa
TaK)X€ MAJIOUUCICHHBI, YTO OrPaHWYMBAET CTATUCTHUYECKYKO JIOCTOBEPHOCTH
IOJy4YE€HHBIX pe3yabTaToB. OJHAKO MOMy4YEeHHBIE JaHHbIE 00ECIIEYeHbl TOYHOCTHIO
U3MEPEHHS TapaMeTpPoOB, CHCTEMHO 00pa00TaHbl BHYTPH BBIOOPOUHBIX
COBOKYITHOCTEH# C  HCIIOJIb30BaHUEM COBpPEMEHHOI  perpe3eHTaTUBHOM
CTaTUCTUYECKOH 00pabOTKM ¥  COBPEMEHHBIX CTATUCTUYECKHMX METOJOB
(nmporpammubie nakeTsl SciPy u StatsModels). IIpu oLeHke 3HaYUMOCTH pa3IndHii
MEXIy ABYMs TpyIIaMH KOJHWYECTBEHHBIX IOKa3aTelleld NMPUMEHSITH t-KpUTepHit
CrelonieHTa, AJIS CpaBHEHHS TIpynn ¢ OWHAPHBIMH JAaHHBIMH HCIIOJIb30BaJIH
TOUHBIH TecT Duiepa, KOTOPbI HE UMEET OrpaHUYEHHUS IO pa3Mepy BBIOOPKH.
MeronoM NHHERHOH perpeccud OBLIM OLEHEHBI (PaKTOpHI, CIIOCOOHBIE MOBIIUSTH
Ha pe3ynbTaThl HcciaenaoBaHus. HecMoTps Ha TO, UTO METOJ JIMHEUHOH perpeccuu
HMEET OrpaHWYCHHS 10 pa3Mepy BBIOOPKH, OO0BEM TpPYII CpaBHEHHS ObLI

JIOCTAaTOYHBIN 115 MMPpUMCHCHUS METO4A.



3HaYNMOCTb MOJIy4YeHHBIX Pe3yJIbTaTOB AJISl HAYKH H NMPaAKTHUKH

Pe3ynpTaThl, BBIBOABI M MPAKTUYECKHE PEKOMEHIALUHU, H3JIOKCHHEBIE B
JMCCEepPTallii, HECOMHEHHO, UMEIOT KyMYJISTUBHOE 3HA4€HHUE IJIs MEIUIHHCKON
HayKkd, QOpMYJIHUPYIOT psAl MPAaKTUYECKUX PEIICHUA B 00JJaCTH T€HETHKHU, B CheEpe
KapAHOJIOTHYECKOH momoiy mnanueHTaM. CeroaHs aaropuTMbl OOCIENOBaHHS B
OTPaHMYEHHON M paCIIMpPEHHOHN TMAaHETW T'€HOB JJI ONpPEACICHHUS T'€HETHYECKHX
BapHaHTOB M KJACCOB IIATOT€HHOCTH, YCTaHOBJIEHHBIX B PyKOBOACTBE TmO
WHTEpPIpETallMyd JaHHBIX, MOJYYEHHBIX METOJAMH MAacCCOBOTO MapajjIelbHOTO
cekBeHupoBanus (MPS) 2017-2018 rr., a Takke B pPEKOMEHIALHUIX
AMEpHKAHCKOr0 KOJuleIka MeIUUUHCKOM reHetukd 2015 r., aKTHUBHO

BHCAPSAKOTCA B KIIMHUYCCKYIO IIPAKTUKY.

[TonydyeHHBIE  aBTOPOM  pE3yJbTaThl  TO3BOJSIOT  PEKOMEHIOBATh
nepcOHUGUIUPOBATh  MEIUKO-TEHETUYECKOE  KOHCYJIBTHPOBAaHHE  CEMBSIM
NAIMEHTOB C pa3INYHbIMHU KIMHUYECKUMHU BapHaHTaMH CUHIPOMa HEKOMIIAKTHOTO
MHOKap/ia JIEBOTO XeJIyA04yKa IpU OpraHu3alud AUPhepeHIHaTIBFHOr0 Moaxoaa K
JHK-nuarsocTuke uisi pelieHns BaXHEHIUX 3a1a4 NpOPUIAKTUKH OCIOXHEHUH

3a00JIeBaHU.

Tema nucceprallii SBISETCS IEPCIEKTUBHOM Ui JAJIBHEUINEH HAY4YHOU
pa3paboTKu. ABTOPOM IIPEACTABICHBl OCHOBHBIE HANpaBICHHUS B Pa3BUTHH
JAHHOTO HAIIPaBJICHUS: OIIMCAHUE HOBBIX TCHETUYECKUX BAPHUAHTOB HApsAy C
NeTaTbHBIM (EHOTUINHUPOBAHUEM, YTO IO3BOJIUT BBISBISATH HOBBIE «TE€HOTHII-
beHoTHI KOpPENsauUu W JaHHBIE O B3aWMOCBS3W PaA3IMUHBIX KapAHOMHOTIATHH.
[lepcrieKTUBHBIM TPEACTABISETCS aHAJIU3 T'€HOB, BOBJIEYEHHBIX B 3MOpHUOTEHE3
cepana.

CrpykTypa ¥ oLleHKa cOoaepKaHUS THCCEPTALIMOHHOI PadoThI.

Pabota usnoxena Ha 148 cTpaHHIax MAIIMHOMMCHOIO TEKCTA, COCTOUT U3
TPaJAULIMOHHBIX pa3lenoB (BBeneHUE; 3 TiIaBbl Tecta — 0030p JUTEpaTypHl,
MaTepuaiabl M METONbl, PE3yNbTaTbl U OOCYXACHUE; 3aKIHOYECHUE; BbIBOJIbI;

MPaKTUYECKUE  pEKOMEHJauuu ©u  OubnmorpaduUyeckwii  CHOHUCOK) |



OPOUJIIIOCTpUpOoBaHa 28 tabmunamu U 25 pucyHkamu. B Oubnmorpaduyeckom
cnucke 106 nuTepaTypHBIX HCTOYHHKOB, u3 HuX 101 3apyOexHBIX U 5
oredecTBeHHBIX. CopmepxaHue aBTopedepaTa MOJHOCTBIO  COOTBETCTBYET
OCHOBHBIM ITOJIOKEHHUSIM TUCCEPTALUU.

IlepBast 3amaya Mo OLIEHKE JIOJIM CIIOPAAUYECKUX U CEMEWHBIX CIIy4aeB U
U3Y4YEHUIO TUIIOB HACJIEOBAaHUS B CEMEHHBIX CIIy4asx pelleHa YaCTUYHO — He s
Bcex ceMmell Obuia coOpaHa KIMHHYEcCKas HHPOpMalUs O HaHMYUN/OTCYTCTBUHU
KapauoNaTHH y pocTBeHHUKOB | cTenenu poactsa. Bo MHOTUX CeMbSIX O HAIUYUU
KapAHONaTHH MOXXHO CYIUTh TOJBKO 110 KOCBEHHBIM CBEIEHHUSIM — JXXajiodaM u
CEpIEYHO-COCYAUCTBIM COOBITUSIM  (HampuMep, HalMude B aHaMHe3e Yy
pONCTBEHHUKa ManueHTa HHG(apKkTa MHOKapaa WM BHE3allHOM cepaeyHou
cMmeptr). Tak ke B kauecTBe 3aMeyaHUi 1o ohopMIeHUIO HEOOXOAUMO OTMETUTh
HEKOTOPOE€ KOJIMYECTBO OIEUATOK, OTCYTCTBHE pacliu(pOBKU JIET€HIbI HEKOTOPBIX
PUCYHKOB (Hampumep, pucyHku 23, 24), a Takxe Nepuoguveckoe pa3MellleHue
TaOJIUI] Ha COCEHUX CTPAHULIAX, YTO 3aTPYIHSET BOCIPUATHE HHPOPMAIIH.

Bce ykazaHHble 3aMe4yaHUsi HE HOCIT NPUHUUIHUAIBHOIO XapakTepa, He
YMaJISIOT CErONHSIIHEH 3HAauMMOCTH paOOTBHl U ONpEeAeNsitoT HE0OXOAUMOCTh
JaJbHEHIIero Hay4yHoro MpoIBM)KEHHUS.
3akaoyenue

Takum obpaszom, nuccepraunonHas padota ITonsik Mapraputsl EBreHbeBHBI
Ha TeMy «KinuHuKo-renetuueckuil mnomumMop¢usM CHHIpPOMa HEKOMIIAKTHOI'O
MHOKap/a JEeBOro JKeIyJouka y PpOCCUMCKUX OOJIBHBIX», BBINOJIHEHHAs I0J
PYKOBOJCTBOM JOKTOpa MEIUIMHCKUX HayK 3akysa3bMUHCKON Enensl BanepreBHBI
U TpeicTaBlieHHas K 3allluTe Ha COMCKAaHHME Y4YEHOH CTeNeHM KaHIuaaTta
MenuUMHCKUX Hayk mo cneuuanbHoctd 03.02.07 — I'eHeruxa, BbIIOJNHEHa Ha
JOCTaTOYHOM METOJWYECKOM YpPOBHE M SBISETCS 3aBEPLICHHON Hay4dHO-
KBaIM(UKAIIMOHHONH paboToOH, comepkaileli 0OOCHOBAaHHOE HAay4HBIM MOHCKOM
pelleHre AaKTyaJbHOM Hay4YHOM 3aJa4yd — H3y4eHHE TIE€HETUYECKOro CIEeKTpa
CHHApPOMa  HEKOMIIaKTHOIO  MHOKapJa JIEBOTO  JKeJIyJo4dKa, HMEIoLIeH

CYIICCTBECHHOC 3HAUYCHUEC IJIA COOTBeTCTByIOIHeﬁ OTpacClii HAYKHU U ITPAKTUKU.



HuccepranuonHas paboTa COOTBETCTBYET KPHUTEPHUSIM, YCTAHOBJIEHHBIM I1.9
[lonoxeHuss o mNopsiAKe NpUCYXAeHUs ydeHbXx creneHed (IloctaHoBneHue
IIpaButensctBa PO Ne842 ot 24.09.2013r. B pemakumu ot 21.04.2016 r. Ne335,
ot 28.08.2017r. Nel024)., npenpsaBiasieMbIX K OHWCCEPTAllMOHHBIM paboTaMm Ha
COMCKAHHE YYEHOU CTENEHU KaHIuJaTa MEIUIMHCKUX Hayk, a ee aBTop llomsk
Mapraputa EBreHbeBHa 3aciy’)KMBAae€T IMPUCYXKICHUS HCKOMON CTENEHU IO

crnenuaibHocT 03.02.07 — reHeTHKA.

N
3aBenyromuid, mpogeccop Kypca nmpeHataibHON AUArHOCTUKHA o
OI'bOY IAIIO «Poccuiickas MeIUIITHCKAS " VJ\ / |
aKaJgeMus HEIPEPBIBHOTO MOCIEAUILIOMHOTO 00pa30BaHuUsI» l -’in}’i’
MunucrepcTBa 3apaBooxpanenus Poccuiickoit @enepanuu, f’; 7\ (
I.M.H., mubp HayuHo# cnenuamsHocTy 03.02.07 — reHeTHKA [

JLLA. Xyuenko

Iloanucek a.M.H. JI.A. XKydeHko yaoCTOBEpSIIO
VYuensiit cekpetapp @PI'BOY HI1O «Poccuiickas MeTUUMHCKAsA
aKaZeMHUs HEIPEPHIBHOTO MOCIETUIITIOMHOTO 00pa30BaHM»

1 Poccutickoilt @enepanuy,

v JI.M. CaBueHKO

JOTIOJIHUTENBHOTO MpodeccuoHanbHoro odpa3zoBanus «Poccuiickas MemuIuHCKas
aKkageMus HENpPEpHIBHOTO MNpoQeccCHOHANbHOTO oO0pa3oBaHus» MUHHCTEPCTBA
3npaBooxpaneHus Poccuiickoit ®enepannu (PI'bOY 1O PMAHIIO Mun3apasa
Poccun).

Ten.: +7 (499) 252-21-04

Azpec 31eKTpOHHOH MOoYThl: mrrem@mail.ru



