OT3bIB
Ha aBTopedepaT auccepraunu banamosoii Mapuu CepreeBHbl
«Ouenka cnekTpa myrauuii rena ATP7B ¥ KJIHHH4€CKOro nojuMopgusma
0ose3uu Buabcona-KoHoBajioBa» Ha COMCKaHHMe YYeHOH CTeNEeHH KaHAHAAaTa
MeIHIHHCKUX HAaYK N0 CNelHaJbHOCTAM

03.02.07 — reHeTuka (MeauuuHcKkHe HaykHu), 14.01.04 — BHyTpeHHHe O0J1€3HH

Bunbcona-Konosamoa (BBK) oTHocuTcs K  KaTeropuu OpQaHHBIX
3a00j1eBaHUl, CBSI3aHHOE C HapylleHHeM MeTa0oyu3Ma MeIH, IPHUBOASIIEE K
TSOHKEJIOMY TIOpaXEHUIO IIeHTpalbHOM HEPBHOW CHCTEMBl M BHYTPEHHHX OpPIraHOB.
B c¢Bs3u cO 3HAYHTENBbHON BapraOeIbHOCThIO KIMHUYECKUX MPOsBIECHUN OOJIE3HH
Ha TpakTUKe YacTO BO3HUKAIOT CJIOXXHOCTH CO CBOEBPEMEHHOM IIOCTaHOBKOM
quarfosa. VimMenHo panHss guarHocthka bBBK  mosBossier  cBoeBpeMEHHO
Ha3HAYUTh MATOT€HETUYECKYI0 Tepalulo, HalpaBIeHHYI0 Ha BBIBEICHHUE U3
OpraHW3Ma H3JIMIIKOB MEIU U TeM caMbIM 00eCNeYUTh OJIarONpUATHBIM MPOTHO3
JUIS1 )KU3HU U 3[I0pOBbsI MallMeHTa. Peanuzanys naen JOKINHUYECKOW THarHOCTUKU
BBK Moxer ObiTb pgocTurHyTa Osaromapss UCIIOJIB30BAHUIO TapreTHOTO
CEKBEHHPOBAHUsI TE€HOB, OTBETCTBEHHBIX 32 pa3BUTHE OOJE3HH, B CEMBIX
MalHeHTOB.

B kanpgupatckod nucceprauuu banamoBodi Mapuu CepreeBHB HaIISIAHO
IIPOJIEMOHCTPUpPOBaHa 3@ HEeKTUBHOCTH UCIIOIb30BaHUs TE€XHOJIOTUU
CeKBeHUpOBaHUs clenytoiero nokonenus (NGS) nmns moucka myTtauuil B TeHe
ATP7B y nauneHToB ¢ 6one3Hblo Bunscona-KonosanoBa. @akTuyecku BIEPBBIE B
Poccun nposeneno tapretHoe cekBeHupoBaHue rea A7P7B metogom NGS y 81
nanueHta ¢ bBK, 4yto mo3Bonmuno oOGHapyxuts 31 MyTauuio, U3 KOTOPBIX 3
NOTEeHLHaNbHO MaTtoreHHele myTtauuu c.1870-8A>G, ¢.1971dupC, c¢.3036dupC
OpUTH  BBISIBIEHBI BrepBble. banamoBoit M.C. mnoka3zaHbl 0COOEHHOCTH
KJIMHUYECKOM KapTUHBI, KaK NpH KIaCCHUYECKUX Cllydasix, TaK U NpPU CTEPTOM
TeUueHUH 3a0oyieBaHMs, a Takke B ciydasx codetanus bBK c npyrumm

MOHOT€HHBIMH OOJIE3HSIMHU. HpI/I HCCJICAOBAaHHUU CBA3HM TCHOTHIIOB H TIAXCCTH



6onesnn Bunbcona-KonoBanoBa aBTopoM oOHapyxeHa oOwias TeHACHIINs,
yKasbiBawollasi Ha 6onee Tspkenoe TeueHne BBK mpu myTanusx, moTeHUHaTbHO
NPUBOISAIIMX K 3HAUUTEIbHBIM HapyLIEHUsIM IpollecCHHra Oelka — nonsense,
frameshift, splicing myTamumu.

B pasmene «IpakTHUeCKHe pPEKOMEHIAIMM» TUCCEPTAaHTOM OOOCHOBAHO
NpOBeCHHEe  MOJIEKYJSIDHO-T€HETHUYECKOr0  TECTUPOBaHUSA  IAlMEHTOB  C
MOpaX€HHUEM II€YeHH HEYTOYHEHHOM JTHOJIOTHH, a Takxke cubcaM, AETSIM U
cynpyram nauueHToB ¢ BBK. Takue mepsl MO3BOJSAT BBIIBUTH 3a0ojieBaHHE Ha
JOCUMIITOMATUYECKOM CTaguM, CBOEBPEMEHHO HA3HA4YUTh MeIb-BBIBOASIINE
npenapaTtbl U H30eXaTh MOSIBICHHS OONBIIMHCTBA KIWHUYECKUX IIPOSBICHUN
BBK. Kpome Ttoro, BbIsiBieHHe MyTauuid reHa ATP7B naer BO3MOXHOCTh
onpenenuth nporHo3 bBK s motomcTBa M mpeayioXUTh Mepbl MEPBUYHOU
npodUIaKTUKH pOXAeHUsI OOIBHOrO peOeHKa.

B aBropedepaTe deTko TmpeACTaBIE€Hbl Lenb W 3agadud  paboThl,
chopMyIUpOBaHbl Hay4yHasl U MpaKTU4YecKas 3HaYUMOCTb, OINpeeNIeHbl OCHOBHBIE
MOJIOXKEHHS], BEBIHOCUMBIE Ha 3amuTy. CTHIb H3JI0KEHUsI MaTepHualna aBropedepara,
TaOJIMLBI U PUCYHKH CITOCOOCTBYIOT O0Jiee MOJIHOMY PacKpBhITHIO CYTH HCCIIE€IOBaHUs.
MeTtonbl, HCIIOIB30BaHHbIE B padoTe, SIBISIOTCS COBPEMEHHBIMU U COOTBETCTBYIOT
MOCTaBJIEHHBIM 3amadaM. PaboTa BBIMOMHEHAa Ha penpe3eHTaTUBHON BBIOOpKE
6oneubix BBK ¢ agexkBaTHO#M cTaTtucTHueckoil 0O0pabOTKOW HNaHHBIX, YTO
MO3BOJISIET CYAUTHh O BBICOKOM Hay4YHO-METOJMYECKOM YPOBHE IMpPeICTaBIEHHBIX
pe3ynbratoB. [lo pesynapTaTaM HcciaegoBaHHUS OMYOIMKOBAaHO 3 CTaTbd B
xypHanax u3 crucka BAK MOH P®, a Taxkxe 1 cTaThst B HHOCTPaHHOM JXKypHalle.

3ameudaHuii K 0hOpMIIEHHIO U COAEP>KaHUIO aBTopedepara HeT.

Takum o00pa3oMm, auccepTallMOHHOE UccienoBaHue bamamoBoit Mapuu
CepreeBHbI  SIBNISIETCS 3aKOHYEHHOM Hay4YHO-KBaJUGbUKAIMOHHOW paboToid,
[IOJIHOCTBIO COOTBETCTBYIOLIEW TpeOoBaHUAM II. 9 «llomoxeHUss 0 NpUCYKIESHUU
YUEHBIX CTEleHeH, yTBep>KAEHHOro noctaHoBneHueM [IpaButensctBa Poccuiickoit
®enepaunu Ne 842 ot 24.09.2013 r. (c U3MEHEHUSIMHU B pefjaKLIU{ 1I0CTaHOBIEHUH

IIpaButensctBa Poccuiickoit ®@enepauuu Ne 335 ot 21.04.2016 r., Ne 748 ot



02.08.2016 r.), mpeabsBIsIEMBIM K JUCCEPTALIMSIM Ha COMCKAaHHE YYEHOW CTENeHU
KaHIuaaTa MEJULUHCKUX HayK, a €€ aBTOp 3aCiy>KUBAeT NPUCYXIEHHUs y4eHOU
CTEIIeHU KaHauaaTa MeIUIUHCKUX HayK Mo crienuanbHocTsM 03.02.07 — reHeTuka,

14.01.04 — BHyTpeHHUE OOJIE3HHU.
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