OT3bIB
Ha aBrtopedepat auccepraunn CaBocTbsinoBa Kupuana BuktopoBuua
«OnTUMH3aUUs  MOJIEKYJISIDHOH  AHATHOCTHKH  peIKHX  HacJieACTBEHHBIX
0oJie3Hel y POCCHIICKHX MAUHEHTOB», MpeACTABJIeHHON! K 3alllHTe HA COMCKAaHHe

yueHO# cTeneHH AOKTOpa OHoJiorH4eckHX Hayk mo cneunajbHocTH 03.02.07 —

['enerHka.

HuccepraunonHas pabora CaBoctbsiHOBa Kupuina BukropoBuua nocpsileHa
aKkTyaJbHOH mnpoOjemMe - HM3yYeHHUIO MPUYMH PAa3BUTHUS PENKHUX HacJeICTBEHHbIX
Oone3Hel y pOCCHUACKMX MAalUMEHTOB M  ONTUMHM3aUHUM MPOTOKOJOB  HX
OMOXMMHYECKOH M MOJIEKYJISIPHO-reHeTHUYeCkoi AuarHocTUkd. B mocnenHee Bpems
TeMe AWArHOCTHKH W JiedeHHs penkuX (opdaHHBIX) HacleACTBEHHBIX Oone3Hei
yaensieTcsi MHOTO BHHUMAaHMS, YTO CBSI3aHO C MOSIBUBLUMMHCS BO3MOXCHOCTSIMH
NaTOreHeTHYeCKOoro JieueHUs NaHHbIX 3aboneBaHUi. Pe3ynbTaTthl natoreHeTHYECKOM
TEpanuyd HaxoOiTcs B MPSIMOM 3aBUCHUMOCTH OT KayecTBa [MpPOBENEHHOM
OUarHoCTUKM. B COOTBETCTBHM ¢ 3THUM, 3HAYUMOCTb pa3pabOTaHHBIX B
OUccepTaUMOHHOW paboTe alropuTMOB MOJIEKYJIIPHOH IMAarHOCTHKH Op(aHHBIX
3abosieBaHUM 4pe3BblYaWHO BelMKa, a ONTHMH3alUMs aJIrOPUTMOB JHArHOCTHKH
HeoOXonuMa /s IIMPOKOro HCIMOJb30BaHUS METONOB MOJIEKYJISPHOM NUArHOCTHUKH
IUIs.  BBISBJIEHHUS HACHEACTBEHHBbIX Ooyie3HeH B MOMYJSAUMUAX, HaCEeSIOLINX
TeppuTopuio PO.

B nucceprauroHHol paboTe mnpencTaBiieHbl pe3yJbTaTbl MOJIEKYJISIPHON
nuarHoctuku 6osee yem y 30000 nauueHTtos, npencrasnsiowux 80 cydbexkto PO,
4YTO  CBHUIETEJIbCTBYET O  penpe3eHTaTUBHOCTH  00ciienoBaHHOW  BBIOOPKH.
CoBpeMeHHblE  TEXHOJOTMH  MOJIEKYJSIDHOM  OUAarHOCTHKH  HAacleACTBEHHBIX
Oone3HeH, HUCMOJNb30BaHHbIE B NHUCCEPTALMOHHOM paboTe, BKIIIOYAIOT TaHAEMHYIO
Macc-CleKTPOMETPHIO, MaccoBOe MapajjiebHOE CEKBEHHPOBAHHE W XPOMOCOMHBIM
MHUKpOMAaTpH4YHbIA aHallu3, YTO CBHUIETEIbCTBYET O KOMIUIEKCHOM TMOAXOAe K
aHanu3y 3TOH BBIOOPKHM M TMOMCKY ONTHMATBHBIX MPOTOKOJOB AWArHOCTHKH. B
paboTe mnpencTaBieHbl HOBble JaHHbIE O CHEKTPE M OTHOCHTENIbHBIX YacTOTax

[MaTOr€HHBIX BAapHAHTOB I'€HOMaA, JIEXKAILIUX B OCHOBE pPa3BHUTHA OonesHei CDa6pH,



lNowe, Ilomne, Mykomonucaxapuiosa, UMCTHHO3a, THPO3UHEMHH, IJIMKOTEHO3a,
HECOBEPILIEHHOTO OCTeoreHe3a, HeGpOTHUECKOro CHHAPOMa U KapJUOMHOMATHH Y
POCCHIICKMX MallUeHTOB, a TaKXe 3THHYEeCKHe U reHoreorpaduyeckue ocoOEHHOCTH
NaHHbIX 3aboneBaHui. B pabote npencrtaBneHbl AaHHbIE, CBUAETENbCTBYIOLLIHE O
JOKa3aHHOM  [peUMMYyILEeCTBE  M3MEpeHUs  KOHUEHTpauuud OuoMapkepoB -
r1060Tpuao3uncUHro3nHa U MNIMKO3UICYUHIO31UHA, 1Jis MEPBUYHON CKPUHHUHIOBOM
nUarHoctuku 6onesnn Pabpu y poccHCKUX MYXYHH, a TaKXKe Yy BceX MalHUeHTOB C
bonesnsto [owe, coorBeTcTBeHHO. B aucceprauvoHHOW paboTe npencTaBieHbI
YHUKAJIbHbIE pe3yJNbTaThl MOJIEKYJISIPHO-TEHETUUECKUX HCCleNOBaHUi, Haubonee
MOJIHO OMUCHIBAIOLINE T€HOTUMN 327 pOCCUHCKUX MalMeHTOB ¢ bone3Hbto ['owe. [ns
OONIBIIMHCTBA HOBBIX, HE OMNHUCAHHBIX paHee MaTOreHHbIX BapHAaHTOB TIeHOMa,
MPOILUEAIINX BBICOKOAOCTOBEpHYIO OHOMHGbOpMaTHYecKyr0 00paboTKy, OMHUCaHBI
COOTBETCTBYIOLIME KM KJIMHUYECKHE MpOSBIEHHUS, 4YTO, Hapsay C aHaJIU30M
KoppensuuMi reHotdna M (eHOTHNa, BBISBUBLIMM acCOUMAUUM KOJIMYECTBEHHBIX
MyTauui ¢ paHHed MaHudecTauMell UM TSDKENbIM KIMHUYECKUM TeYeHHeM
OONBIIMHCTBA M3Y4YEHHBbIX 3a0oJieBaHUH, IMOMOXET MPOrHO3UPOBATH pa3BUTHE
onpenaeneHHOro ¢GeHoTHna.

JoctaTouHblii 00BEM MaTepuana M ageKBaTHO BbIMNOJHEHHbIE TaOOpaTOpHBIE
uccienoBaHuss o0ecreyuBarOT TOJIHOTY  JOCTHIXKEHMUS LeNH  HUCClIeJOBaHMUS.
JlocTOBEpHOCTh NaHHBIX, JIOTMMHOCTh M OOOCHOBAaHHOCTb BBIBOJOB paboThl He
BbI3bIBAIOT COMHeHUH. (OCHOBHbIE TMOJIOXKEHUs, BBIBOAbI U  IpaKTUYECKHe
P€KOMEHAALMM OPraHMYHO BbLITEKAKOT M3 IIPEACTAaBJICHHOIO Mar€puasa.

ABTopedepar naMccepTalMM COUCKaTeNs HamucaH M TNpelncTaBlieH  Kak
dbyHnaMmeHTalbHas Hay4dHas paboTra, B KOTOpPOM H3JI0XKEHb! pe3yJbTaThl OCHOBHBIX
MCClIeNOBaHUMH, BBIMOJHEHHBIX aBTOPOM, a Tak)Ke pa3paboTaHbl 0OlIeTeOpeTHUECKHE
M TpaKTUYECKHUE [MOJIOKEHHUS, COBOKYMHOCTb KOTOPBIX, SBISETCS CYLIECTBEHHBIM
HayUYHbIM JIOCTHXX€HHEM U BHOCHUT 3HAUYUTENbHbIN BKJIaJ B COBPEMEHHYIO T€HETHUKY.

[lo Teme aucceprauuu ony6nukoBaHO 79 medaTHbIX paboT, B TOM uuche 27
Hay4yHBIX CTaTed B >KypHallaXx, pEeKOMEHIOBaHHbIX Briclueld aTTecTauMOHHOH
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MaTeHTa Ha H300peTeHHs, 4YTO HArJsOHO CBHUAETENBCTBYET O JOCTOBEPHOCTH
MOJyYEHHBIX NaHHBIX. Y4YacTHe aBTopa B pa3paboTke KIMHHYECKHX peKOMEeHOauuH,
onybauMKoBaHHBIX Ha caiTe MuH3npaBa PO, moguepkuBaeT NpakTUUECKYO LIEHHOCTh
nuccepTaluoHHOW paboTel. Ee pe3ynbrarel 00CyXAeHbl Ha MHOTOYHMCIIEHHBIX
KOHrpeccax ¥ ¢popymax.

3akmouenne

JlaHHble, mpencTaBieHHble B aBTopedepare, CBHAETENBCTBYIOT O TOM, YTO
nucceprauroHHas pabora CaBocthsiHOBa Kupuina BuktopoBHdya Ha Temy:
«OnTUMH3aUMs MOJIEKYJISPHOH NHAarHOCTHKH pPeAKHX HacleNCTBEHHbIX Ooyie3Hed y
POCCHUICKMX MalHUEHTOB», SBJSETCS 3aKOHYEHHOHW HayuyHO-KBalH(HUKaLUHMOHHOM
paboToM, BLIMOJHEHHON Ha BHICOKOM HayyHOM M MeToauueckoM ypoBHe. Mcxons u3
cColep>KaHUs aBTopedepaTa, aKTyallbHOCTb, Hay4yHas HOBH3Ha M MpaKkTHYeckas
LEHHOCTb paboTsl 6eccrnopHbl. JuccepraunonHas paboTa MOJIHOCTbEO COOTBETCTBYET
TpeboBaHussM 1. 9 «llonoxeHHs O MNPUCYKIAEHUH YYEHBIX CTENeHei»,
yTBEp>XJIE€HHOro nocraHoBneHueM [IpaBurensctBa Poccuiickoit ®enepaunu Ne@42 ot
24.09.2013 r., nmpenbsBAsSEMBbIM K OUCCEpTALlMSIM Ha COMCKaHHE YYEHOH CTENeHH
IIOKTOpa Hayk, a ee aBTop, CaBocTbsiHOB Kupuin BuktopoBuu, 3aciykKuBaer
NPUCY>KIEHHUST UCKOMOMH CTeneHH NOKTopa OMOJOrHYeCcKHX HayK MO CHELHaTbHOCTH

03.02.07 — I'eneTHKa.
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