Ot3biB Ha aBTOpedepaT quccepraunu banamosoit Mapun CepreeBHbI
«Ouenka cnexktpa myrauuii rena ATP7B u kinHn4Yeckoro nojinmopgusma
0os1e3Hu Buibcona-KonoBasnoBa», npeacTaB/ieHHY0 K 3alllHTe HA CONCKAHHE
Y4Y€HOH CTeneHH KAaHAUAATA MeJHIHHCKHX HAYK MO CIeNHAJbHOCTIM
03.02.07 — renernka (MeguuuHCcKUe HaykH), 14.01.04 — BHyTpeHHHEe 00JIE3HH

HuccepranronHas pabora banmamosoit Mapuu CepreeBHbI IOCBsILEHA
ONpEAETIEHUIO0 XapaKTepPHOTo CreKTpa myTauuil reHa ATP7B cpeayl POCCUHCKUX
nanueHToB ¢ Oone3npto Bunbscona-Konosanora (BBK), a Takke wusydeHuto
KJIMHU4YECKoro nonuMmopdusma nasHoro 3aboneBanus. bBK npexncrasnser coboit
HacJeACTBEHHOe opdaHHOe 3abojeBaHHe, KIIOYEBHIM 3BEHOM [aTOreHe3a
KOTOPOTO SIBISIETCSI HAaKOIUIEHWE MeNd B pa3jM4HbIX OpraHax ¢ TKaHsiX,
IPUBOJSIIEE K PAa3BUTUIO IIMPOKOTO MHOTr0oOpasvsi CUMITOMOB: OT MOPaKEHUS
MeYEeHU 10 HeBPOJOTUYECKUX MPOSIBIEHUHN U IPYTHUX BHENIEUEHOUYHBIX HapylIeHUH.
B cBsizu ¢ Tem, 4TO JaHHYIO MATOJIOTHIO 3a4acTyl TPYIHO OUArHOCTUPOBATH C
MIOMOIIBI0 KIMHUYECKUX U OHOXMMHUYECKHX METOJIOB B HAYaIBHBIX CTaAMsIX
3a00sieBaHusl, MOJIEKYJISIPHO-TEHETUUECKOe HCCIeOBaHNE UrPaeT CyIIeCTBEHHYIO
poJib B CBOeBpeMeHHOM BbIsiBIeHMM bBK, uTO npuHIMNHANBHO BaXXHO IS
paHHero Hauana MaTOreHEeTUUeCKOH Tepanuy U MpOoPUIaKTUKH Pa3BUTHUS ONACHBIX
JUISL KU3HU OclIoXHeHnH. OnucaHo 3HAYUTEIbHOE YUCIO MyTaluuil B rene A7TP7B,
a CHEeKTp MyTaluii yHUKajeH JUig pa3HbIX MONyJSIMUA U HEeIOCTaTOYHO
WCCIeloBaH Ccpeld HaceleHUss Poccun. AKTyalbHOCTh UM 3HAYMMOCTD
WCCJIEIOBaHUSI, IPOBEAEHHOTO AUCCEPTAHTOM, HE BBI3bIBAET COMHEHHUSI.

ABTOp cobOpasl ¥ TNpoaHAIM3UPOBal YHUKAJIbHBIA MaTepuan (BbIOOpKa,
coctosiitas u3 81 maruenToB ¢ BBK u 10 ux Gnmxaldnx poACTBEHHUKOB, a TaKkXe
178 3pnopoBeix nrozeit). C momombto MeTona TapreTHoro NGS (cekBeHHpOBaHUE
CJIeIyIOIIETo MOKOJIEHHs) B TPyTINe MalueHTOB Oblia BhIsBIeHA 31 MyTalus reHa
ATP7B, B TOM 4YHclie 3 paHee HE ONHCAaHHble MyTalUu. AHalU3 KIMHUYECKUX
JAaHHBIX TTOKa3aJl IIKMPOKYI BapuabenbHOCTH Bo3pacTa MaHupecrauuu bBK (ot 5
no 45 net, B cpeaHeM — 18,57£8,2 rona), a Takxe 3HAUUTENIbHOE pa3zHOOOpasue
KJIMHAYecKux mposiBneHuit. OOpamraer Ha cebsi BHUMaHWe NpobiieMa No3aHeH
muarHoctuku bBK. Kpome Toro, mpoBeneHa momnsITKa OLEHUTH CBSI3b F€HOTUIIA U
Tspkectd TedeHUs: bBK. HecmoTpss Ha OTCyTCTBHE CTaTUCTUYECKUA 3HAYKUMBIX

PE3YIJIbTAaTOB, IIPOACMOHCTPpUPOBAHA TCHACHUIHUA K Oonee TSOKCIIOMY TCEYCHHIO



3a0oJieBaHus IpU HAJIMYUH Yy MallieHTa MyTalliil TUTIOB HOHCEHC U GpedMIudT, a
TakkKe MyTalud caiita crutalicunra. Ha ocHOBaHMHM pe3yNbTaTOB HCCIETOBaHUA
chopMyTHUpOBaHbl NpPaKTUUECKUE PEKOMEHJAIlMM OTHOCUTENIBHO INPUMEHEHUs
MOJIEKYJISIPHO-T€HETUYECKOrO0 TECTUPOBaHUsl [Jsi paHHero BblsiBleHUs bBK,
aKTyaJlbHble JUISI Bpauyel-reHEeTHUKOB, HEBPOJIOTOB, TaCTPOHTEPOJIOTOB U
TEpaIeBTOB.

Pabora banamooit M.C., 6e3ycioBHO, 00iafaeT BBICOKOH CTENEHBIO
HOBU3HBI U HAYYHOU 3HAYMMOCTU. Marepuansl TUCCEPTAIMOHHOTO UCCIEIOBAHUS
IIMPOKO OCBEIIAIMCh B POCCUMCKUX U 3apyOexHBIX XypHanaX. boibmoi TuuHbIiM
BKJIJ] aBTOpA B JUCCEPTAIIMOHHOE UCCIIE0BaHNE CBUJETENBCTBYET O €r0 BHICOKOU
KBaJTU(UKALIUH.

Takum ob6pazoMm, aBropedepaT KaHAMIATCKOM muccepranuu banamoBoit
Mapun CepreeBHbI CBUIETEILCTBYET O TOM, UTO AuccepTanus «OleHKa CreKTpa
MyTanuit reHa ATP7B u KIMHWYEeCKOro noiuMmopdusma Oone3Hun Buimbcona-
KonosanoBa» coorBeTcTByeT TpeboBaHUsIM I. 9 «llonoxeHUsT O MpHUCYX IACHUU
Y4EeHBIX CTEIeHeH, yTBepxkaeHHOoro nocraHopneHueM [IpaBurenscTBa Poccuiickoit
Oepnepanuu Ne 842 ot 24.09.2013 r. (c u3BMEHEHUSIMU B PeaKIK TOCTAaHOBIICHUIA
IIpaBurensctBa Poccuiickoit ®enepanuu Ne 335 ot 21.04.2016 1., Ne 748 ot
02.08.2016 r.), npeabsSBIsIEMBIM K AUCCEPTALIUSIM Ha COMCKaHWE YUEHOM CTENeHU
KaHIWgaTa MENUIMHCKUX HayK, a e€ aBrop - bamamoBa Mapusi CepreeBHa
JOCTOMHA MPUCYXXJICHUsI YUEHON CTeneHW KaHAWJaTa MEIULMHCKUX HayK IIo

cnennantbHOCTsIM 03.02.07 — reHetrka, 14.01.04 — BHyTpeHHHE OOJIC3HHU.
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