Or3bIB Ha aBTOpedepaT auccepraunu banawmwosoii Mapuu CepreeBHbl
«Ouenka cnektpa myTauuii rena ATP7B n kanHuyeckoro noaumopguima
0osie3nu Buabcona-KonoBanoBa», npeacTaB/ieHHYI0 K 3alllHTe HA COHCKaHHe
Y4YEeHOH cTeNneHH KaHAHAaTa MeIHUHHCKHX HAYK MO CMeuHalbHOCTAM
03.02.07 — reHeTnka (MeanuHHCKHe HaykH), 14.01.04 — BHyTpeHHHe 00JIe3HH

[ucceprauMOHHOEe  HcclenoBaHHE,  MPEACTABIEHHOE  COMCKaTeseM
banawoBoii Mapueii CepreeBHOH, MNOCBSALIEHO HW3YYEHHIO TE€HETHYECKUX U
KIMHUYECKUX acrnekToB ophaHHOro HacieACTBEHHOro 3abosieBaHus - Oone3HH
Bunbcona-Konosanosa (bBK). JlaHHas naronoruss cyuTaeTrcss pelkoi,
oOluenpuHsATas pacnpoctpaHeHHOcTh cocTaBnsieT 1:30000, onHako COBpeMEHHbIE
reHeTHUYeCKHe HCClIeIOBaHUs MOKa3blBalOT, YTO B peajbHOCTH 3Ta LUudpa MOXKET
ObITh CYLLECTBEHHO BbIllIe. BeposiTHO, 3TO cBsA3aHO ¢ rumoadarHoctukoil BBK,
00yC/IOBNEHHONH  BbIPa)XX€HHbIM MONUMOPGHU3MOM KIMAUYECKUX CHMIITOMOB, a
TaK)X€ BO3MOXHOCTBIO CTEPTOro CyOKIMHUYECKOro TeueHHs. [ns KaxaoH
NMONyJsILMM  XapakTepeH CBOHW  XxapakTepHblH HaboOp yacTblX MyTaUMH,
oOycnasnuBatrowx passuthe bBK. Ha ceroaHswHuii aeHb pe3ysnbTaThl
onyOJIMKOBAHHBIX 3apyOeXHBIX M OTEYECTBEHHbIX HCCIENOBAHMI He JaroT
MOJIHOTO MpEeACTaBIEHUsl O crekTpe Mmytauuid rena ATP7B y nauueHtoB ¢ bBK B
Poccuu. B auccepraumu banawosoit M.C. npoaHaiau3vpoBaH CHEKTp MyTalUH
reHa ATP7B, a Takxe Moka3aHo, 4YTO B 3HaYUTEJbHON YacTH ciiyyaeB 3aboJieBaHue
00yC/IOBJIEHO peAKHUMH MyTaUUsIMH, HE BXOISIUMMH B HUCIMOJIb3yeMble MaHelH Ha
MaXXxOpHble MyTauuMd. TakuM oOpa3oM, [JaHHOE HCClIelOBaHHE SBIsSETCH
aKTyaJbHbIM U 00JlajaeT HECOMHEHHOW Hay4HOH HOBU3HOM.

BbinonHss gaHHyl0 HayuHyro paboTy, aBTOp Mojyyuia HOBble AaHHbIE O
CreKTpe M yactote MyTauuid B reHe ATP/B 'y nauveHtoB ¢ BBK
(MperMyllecCTBEHHO, CO CMeUaHHOM M abnomMuHanbHONW QopMoH), a TaKxke
onucaja 3 HOBble MyTauMM B JAaHHOM reHe. banamoBa M.C. npeacraBuna
roKasaTejd, XapaKTepHU3YIOlLHe COBPEMEHHOE COCTOsiHMe nHarHocTukh bBK,
NpHBeJia BbI3bIBAIOLLME HHTEpPEC KJIMHUYECKHE HaOJIOAEHHs CTEePTON KIHWHHKH
bBK, a Ttakxe opHoBpeMeHHOro npucytctBus y nauueHta bBK wu agpyrux
MOHOTIEHHbIX 3a00JIeBaHUH.

JlocToBepHOCTh  pe3ynbTaToB  paboTbl  0DOCHOBaHa  JOCTaTOYHBIM
KOJIMYECTBOM KJIMHHUYECKOr0 MaTepHuasa, UCMoJIb30BaHUEM aBTOPOM COBPEMEHHBIX
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meTtoaa TapretHoro NGS no3BoJsieT BbIsIBUTh 10 96% MyTaHTHbIX ajiefieid B reHe
ATP7B, uto penaeT BO3MOXHBIM paHHIOK [IOCTAHOBKY JHarHos3a IpH
COMHHTENBHBIX JaHHBIX KJIMHUYECKOrOo W OHOXUMHYEcKoro oOcieaoBaHUs.
PekoMeHI0BaHO MNpoBeAeHHWE T[EHETHYECKOro TEeCTUPOBaHUS pPOACTBEHHHUKaM
naureHToB ¢ bBK s cBoeBpeMeHHOM AMarHOCTUKM M HayaJja JieueHHUsl.

BbiBoabl aBTOpa 000CHOBaHbI, KOHKPETHbI, COOTBETCTBYIOT MOCTaBJIEHHBIM
3aJayaM M COMIacyloTcsi ¢ MNpakTHYeCKUMH pekoMeHIauusiMu. Pe3ynbrathl
MCClleIOBaHUsl BHEAPEHbl B KIMHUYECKYIO MPAKTUKY, @ TaKXXe HCIOJb3YIOTCS B
yuyeOHOil paboTe cO CTydeHTamMH, OpAMHATOpaMu M acnupaHTamu. OCHOBHbIE
MOJIOXKEHUSI AUCCEpPTaUMH U3I0XeHbl B 12 nevyaTHbIx paboTax, U3 HUX 3 CTaTbH B
u3gaHusax, pexomeHaoBaHHbiX BAK npu Munobpuayku PO, 1 — B 3apybexxHOM

HU3JaHHH.

3akaiouenne

YyuThiBasi aKTyallbHOCTb BbIOpAaHHOHW TeMbl M BBICOKMH Hay4HoO-
METOAMYECKHUH ypOBEHb MPOBEAEHHBIX MCCIE€IOBAHUH, MOXHO 3aKJIIOYHUThb, UYTO
aucceprauuss  banawoBoit  Mapuu  CepreeBHbl MOJHOCTBIO  COOTBETCTBYET
TpeboBanussM 1n. 9 «llonoxeHns O NpUCYXOAEHUH YUEHbIX CTENeHeH,
yTBepXkAeHHOro nocraHosneHueM [IpaButensctBa Poccuiickoit @enepaumnn Ne 842
oT 24.09.2013 r. (c u3MeHEHUsIMU B pelaKUHUU MOocTaHOBIeHUH IlpaBHUTenbCTBa
Poccuiickoit ®enepaunn Ne 335 or 21.04.2016 r., No 748 ot 02.08.2016 r.),
NpeabsBAsSEeMbIM K AUCCEPTALMSAM Ha COMCKAaHHE YYEHOHW CTerneHW KaHAauaaTa
MEOULMHCKUX HayK, a €€ aBTOp 3acily>XHBAaeT MPHUCYXAEHHUS YUEHOHW CTerneHH
KaHaMaaTa MeEOUMUMHCKUX Hayk no crneuvansHoctsaM 03.02.07 — reHeTuka,

14.01.04 — BHyTpeHHUE DOOJIE3HH.
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