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Ha aBTopedepar aucceprauud [llecrak AHHBI ['eHHaabeBHBl «MonekynspHo-
FreHeTHYeCKU  MOJUMOPPH3M  ApPUTMOT€HHOHW  KAapJUOMHOMNATUU  IPaBOro
KeJlyouka y POCCHHUCKHX OOJIbHBIX», NMpeNcTaBleHHOHW Ha COHUCKaHHe Y4YeHOH
CTeNeHH KaHAuAaTa 61ooruueckux Hayk no crnenuanbHoctu 1.5.7. 'enetuka

Muccepraunonnoe uccnenoBane A.I'. lllectak mNocBsIIEHO H3Yy4HEHHIO
rEHETHYECKOro  pa3HooOpa3suss apUTMOrEHHOW  KapIMOMHOMAaTHH  MpaBoro
Xey1ouka y pOCCUICKUX OONbHBIX.

ApuTMOreHHas KapauoMHomnards IpaBoro >xeayaouka (AKIDK) —
3abojieBaHHE . MHOKap/ia, XapaKTepH3YIOLIEEeCs POrpecCHpYOUM 3aMeleHHeM
KapMOMHOIUTOB MPaBOro XenyA04yKa XUPOBOH HITH GHOPO3HO-MHUPOBON TKaHBIO,
NpUBOAAIIMM K aTpodHH M HCTOHYEHHIO CTEHKH JKeNly/lo4yKa, ero AWIaTauuH.
BeccMMNTOMHO IpOTEKamolee Ha HayalnbHBIX CTaauAX 3aboseBaHHe MOXeET
NMPUBOJMTEL K BO3HMKHOBEHHIO HApyIIEHHs PUTMA Cepila B BUIE ey 104YKOBOH
3KCTPacUCTOJINH, IPaBOXKENy10YKOBOH TaXUKapAHH, GHOPHILISALMH XKeTy104KOB C
BLICOKHM PUCKOM BHe3alHO# CepAeYHON CMEPTH Y JIMI MOJIOZIOro BO3pacTa.

3aboneBanue OTHOCHUTENIBHO He/1aBHO UAEHTUDULIMPOBAHO,
pacnpoCTpaHEeHHOCTb €ro Majo U3y4HeHa B CBSI3M C MaJOCUMIITOMHBIM TeueHHEM
OonesHd U TPYNHOCTAMM [MATHOCTUKH., 3ayacTyl0 MepBbIM NpOSBIEHHEM
3aboyieBaHUs CIIYXHUT BHe3amHas cepaedHas cMepTe Ha ¢QoHe Gu3nIecKon
Harpy3ku. Cumnraercs, 9to 9actora Bctpedaemoctd AKITDK Moxer BapsupoBaTh B
npenenax ot 1:2000 mo 1:5000. IlepBble KIMHHYECKHE IPOSIBIEHHUS MOTYT
BO3HUKHYTb B IOHOIIECKOM Bo3pacte, peako — crapme 40 ner. Ilpuanina
pa3BUTHUS JAHHOW KapAHOMMOMNATHH 10 HACTOSIUEr0 BPEMEHH OCTAETCS! HEesICHOM,
€MHCTBEHHON NOKYMEHTAJIbHO [IOATBEPXKICHHON TeopHell Ha CEroAHALIHHUNA JeHb
SABJISETCS HaclieACTBeHHas, oObpsacHsAIomas Bo3HuKHoBenHe AKITDK reneruueckoit
mytauuedi. Takum  oOpa3oM, akTyaJlbHOCTb TeMbl  JUCCEPTALHMOHHOIO

HCCJIEn0OBaHHUA COHMCKATEeNns HE BbI3bIBACT COMHEHHH.



Llens paboTel u ee 3agaun yeTko chopMylHpoBaHbl. B Xone BbINONHEHHS
paboTe! 3anavM, [I0CTaBJIeHHbIE aBTOPOM, peLleHbl, U Lejlb AUCCEPTALHMOHHOIO
HCCileIOBaHUs 1OCTHUTHYTA.

[layunas HoBHM3Ha AHMccepTauMOHHONM paboTsl 006ycnoBneHa pa3paboTkoit U
BHeJlpeHHeM B NpakTH4yeckyio pabory mpotokonoB JHK-muarnoctnku AKIDK,
4YTO MO3BOJIUJIO NIPOBOAUTH HCClEOBaHHE 3TOro 3abofeBaHHs B COOTBETCTBHHU C
MEXIyHapoAHbIMH peKoMeHAauusMd. B pabore BnepBble H3yueH CHEKTp
reHeTHYeCKUX BapHaHTOB B TreHax, Koaupywuwmx O6enku pecMocoM H
aCCOLMHPOBaHHbIX C HUMH OenkoB. MneHTHOHUMPOBaHbl MyTalHUH, B TOM YHCIE
HOBble, mnpHUBoAsIIMe K pa3BuTHiO 3aboneBanusa. HccnenoBan ¢denomen
«BBITIAJIEHUsA» ajulensd Ha oboux nnardopmax ans cekBeHupoBanusa JHIK (npsmoe
cekBeHHpoBaHue no C3Hrepy M cekBeHHMpoBaHHMs HoBoro mnokonenus (NGS)).
BB110 NpOIEMOHCTPUPOBAHO BIHSAHHE «BbINANEHHUS» aljeNs Ha AUarHOCTHYeCKH
Bbixon JHK-mumarnoctukn AKIDK. Bnepsble nmnpoBeneHa oueHka pHCKa
«BBINAJIEHHUA» aJINIeNs B TAPTeTHBIX NaHENSX FeHOB.

3HaYUMOCTEL MOJIyYEHHBIX aBTOPOM pe3y/bTaToOB Ul HayKH M IIpaKTH4YeCKOH
MenMUMHbL. B pesynbraTe BbINONHEHHS [AHMCCEPTAaUMOHHOH paboThl aBTOPOM
ycTaHoBneHa reHetuveckas crpykrypa AKIDK B Beibopke poccHHCKHX MalueHTOB,
BBHIsIBJIEHbl HOBBIE, paHee He OMHCaHHble MyTalHH, OLleHeHa BO3MOJKHas CTeNeHb UX
natoreHHocTH. [lpeanoxkeH ontumaneHblli anroput™m MHK-aumarnoctuku, 4rto
MO3BOJIUT CBOEBPEMEHHO BBISBIAThH HOCHUTENEH MyTaiuH, [IPOBOAMTh KacKaldHbIH
CKPUHMHI ceMed npo0OaHNOB C BbIABJIEHHBIMH MYTaUWsAMH, [POBOIMTH
npodHIaKTUKy BHeE3allHOM cepleyHONM CMepTH Y HOcHUTeNled MyTaiui.
HccnenoBanue deHoMeHa «BbIMaAeHHUs» aliess 1aeT OCHOBaHHe JJI HCCleJOBaHus
ero Ha JApYrux MaHensiX TeHOB M APYTHX HO30JIOTHAX, a MOJIyueHHble pe3yNbTaThl
MOryT ObITb NMPHMEHHMBI 1 pa3paboTKH crnenuanbHbIX OHOMHGOpPMATHHECKUX
pecypcoB /s TOHCKa [MOTEHLMaNnbHBIX pPErHOHOB «BBLINANEHHA»  aljens.
[TonyyeHHble pe3ynbTaTel MO H3Y4YEHHUIO CIEKTpa T[E€HOB, ACCOUMMPOBAHHBIX C
apUTMOTreHHON KapJHOMHOINAaTHeld MpaBoro >Kenynodka, KOAMPYHOIIHX OenkH

JA€CMO-aare3oma, MOTYT CJHIYXHUTb XOpOoHmIMM 3aaelioM 1A JanbHeHIINX



UCCleJOBaHHH B 00JaCT NOHMMAHMS YIbTPACIPYKTYypPbl MYTaHTHBIX JE€CMOCOM H
aCCOLMUPOBaHHBIX C HUMH OenKoB.

JlaHHoe uccnenoBaHue IO3BOASET CAENaTh BaXKHblEe BBIBOJBI HE TOJNBKO O
BKJIaJle FTeHeTUYeCKHUX JaHHBIX B IHAarHOCTHMKy paccMmaTpuBaeMoro 3aboseBaHus,
Ho U 00 nHdopmaruBHocTd NGS (cekBeHHpOBaHUS HOBOTO MOKOJNIEHHS) B LIEJIOM B
MeAMLMHCKUX HccienoBaHuAx. OcobeHHO xo4yeTcs BBIAENUTH 4YacThb [OApa3zena,
MOCBALLEHHOTO  ABJNEHMIO  «Bhlnafenus amnens» (ADO) -  denomeny,
cHmxkamweMy To4yHocTs JIHK-auarnoctuku, B KOTOpoM He TONBKO COOCTBEHHBIE
pe3yAbTaThl NO/IBEPXEHBI TLaTelbHeHeMy aHalu3y MO BBISIBIEHHUIO
Bo3MoxHoro Hanuuus ADO, HO M mpensoxkeHbl peKOMeHAAUHUH TNO HX
oOHapyxeHuto. Ha ocHOBaHUM MOJNYy4YeHHBIX JAAaHHBIX aBTOPOM IpOBeEHBI
KJIMHUKO-TeHEeTHYeCKHe COIOCTaBJIeHHS M 00CyXJeHbl reHo-(heHOTHIINYecKHe
koppensuu B rpyrme OoneHbix ¢ AKIDK. Ha ocHoBe mnpoBeaeHHbIX
UCCNeJOBaHUI W aHaiu3a, aBTOPOM IPENNOXeH OpHTHHANbHBIA alIrOPUTM
MOJIEKY ITPHO-TeHeTHecKkon AnarHocTHKH bonbHbIX ¢ AKTIK.

B 3akmioyeHuH paboThl mMpeAcTaBieHbl BBIBOJBI M MpaKTHYECKHe
pekoMeHaurd. BeIBOABI OTpaXXalOT OCHOBY MOJYyUYEHHBbIX pe3yJsTaTOB M XOPOLLO
KOppENUpYIOT C IIONOXEHHUSIMH, BbIHECEHHbIMH Ha 3aumuTy. Marepuansl
MCCNeIOBaHHUsT BHeJlpeHbl B KOHCYNbTaTHMBHYIO H JNe4yeOHO-AHarHOCTHYeCKYIo
IIPAKTHKY .

Marepuansl auccepraudd  JosnoxeHsl Ha 10 poccuiickux u 12
MeXIyHapoAHbIX KoHpepeHuusx. Ilo Teme nucceprauru omny6nukoBaHbl 76
Hay4HbIX paboT, BKiro4ast 23 cTtarbd, U3 HMX 18 B M3AaHHAX, peKOMEHJOBaHHBIX
BAK PO nng nyOGnukauuMd OCHOBHBIX pe3ynbTaTOB  JHUCCEPTALMOHHBIX
HCclieIoBaHMi, U 5 cTartell, HHAeKcHpYyeMbIX B 6a3ax naHHbIX Scopus n/unu Web
of Science, u 53 Te3nca Hay4yHO# paboThl B MaTepHanax koOH(epeHIHH.

Hcxons u3 naHHBIX, NIpeCTaBlIeHHBIX B aBTOpedepare, NHcCepTaliHOHHOE
uccaenosanve lllecrak AJ. Ha Temy «MonekynspHO-reHeTHYeCKHii
NOIUMOPGHU3M  apUTMOIE€HHOM KapJHOMHONATHM IpaBoro >Kenyaodyka Yy

pOCCHﬁCKHX OONBbHBIX» SBASETCS CAMOCTOSITEIbHO BBIMOJIHEHHOMH Hay4HO-



kBanuUKaUHOHHOH paboToii, codepxaiuei pelleHHe akTyanbHON Hay4yHOH
3a7a9d, M [MOJHOCTBIO COOTBETCTBYeT TpeboBanusm n. 9 Tlonoxenus o
NPUCYXKAEHHH  YYEHbIX  CTeleHeH,  YTBEPXIEHHOro  I10CTAHOBJIEHHEM
[TpaBuTesnbeTBa Poccuiickoit @eaepaunu Ne 842 ot 24.09.2013 r. (C u3MeHEHUsIMH
B pelakuud nocraHosneHuit IlpaButensctBa Poccuiickoit @enepaunn Ne335 ot
21.04.2016r., Ne748 ot 02.08.2016r., Ne650 ot 29.05.2017r., Ne 1024 ot
28.08.2011r., Ne1168 ot 01.10.2018r.), mpeabsBnseMbX K AMCCEpTalHOHHBIM
paboraM Ha coMCKaHHe Y4eHOH CTelNeHH KaHAHJaTa OHMOJIOTHYEeCKHX HayK o
criequanbHOCTH 1.5.7. 'eHeTHKa, a ee aBTOp 3aCNY)KUBAET IPUCYKAEHHUS HUCKOMOIA

CTEIICHH.
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