OT3bIB
opHUHAIBHOrO OMNINOHEHTa [JOKTopa OHOJOrHYeCcKHX HayK, [JIOleHTa

XycanHoBoii Putbl UropeBHbl Ha gucceprauuiw CapocTbsiHoBa Kupnina
BuktopoBuya «OnTHMH3alHsI MOJIEKYJSAPHOH JHArHOCTHKH PpeIKHX
Hac/jeACTBEHHbIX 0o/1e3Hell Y pOCCHHCKHX NMAallHEHTOB», NMpeaCcTaBJEHHYIO
Ha COMCKAaHHe Y4YeHOH cTemeHH [OKTOpa OHOJIOrHYeCKHX HAyK IO
cnenuajbHocTH 03.02.07 — I'eHeTHKA.

AKTya/lbHOCTb TeMbl HccJlefoBaHHUsA. Penxue HacnencTBeHHbIE 00JIE3HU
SBIISIOTCSI OOHOW U3 aKTyaJbHBIX M CJOXHBIX IIpo0jieM COBpeMEHHOU
MEIULMHBI, TaK KakK SBJSIOTCS KIMHHUYECKH U TeHETHYEeCKH IeTepOreHHBIMHU
3a00JIeBaHUSIMH, UTO 3aTPyIHIET UX JUArHOCTHKY U JeueHue. HecMoTps Ha To,
4TO0 Kaxzaoe opdaHHoe 3abojeBaHUE SBISETCS pEOKUM [0 4acToTe
BCTPEYaEMOCTH, CYLIECTBYEeT MHOXXECTBO TaKHX 3ab0JieBaHHUH, YTO B CyMMe He
ABJISIETCS  peOKUM CcoObITHEM U TpebyeT 3HAUUTENbHBIX PECypCOB
3IpaBOOXpaHEHUS B CBA3U C JJIMTEJIbHBIMU TOCIUTANU3ALUsIMU U paHHeH
UHBanuau3aluded mnanueHtoB. CuuTaercs, 4YTO y KaXIOTo JABYXCOTOIO
HOBOPOXJEHHOTO MOXXET BBIABIISATHCS pPENKOe Haclle[CTBEHHOe 3aboyieBaHHUe.
BrisiBneHue MoseKyJIsipHON IPUYMHBI TaKuX 3a00JIeBaHUM KpaiiHe Heo0X0IuMO
IUI YCTaHOBJIEHHMS TOYHOIO JHAarHo3a ¥ CBOEBPEMEHHOI'0 Hayajla TapreTHOH
WM NTaTOr€HETHYECKOH Tepanuy, KOTOpble B OOJNBUIMHCTBE CIy4aeB CIIOCOOHBI
OCT@HOBUThH pa3BUTHE U3MEHEHUU B pa3MYHBIX TKaHIX U opraHax ophaHHBIX
NAlMEeHTOB O pa3BUTUS HEoOpaTUMBIX IPOLECCOB, YTO  IO3BOJIUT
COLIMAMU3UpPOBaTh CaMOro IaldeHTa U UWIEHOB €ro CeMbU. YYUThIBas
CIIOXKHOCTh ~ JUArHOCTUKM  TIeTepOreHHBIX  3abosieBaHMM, Heob6XoAuMo
pa3paboTaTh aNrOpUTMBl UX OUArHOCTHUKHU C HCIOJIb30BAaHHEM COBPEMEHHBIX
METOJIOB, TaKUX KaK TaHAEMHas MacC-CIEKTPOMETpHS, II03BOJISIIOILAs B TEUEHHE
HECKOJIbKHX YacOB ONpeAeNUTh KOHLEHTPALUU JAEeCATKOB Pa3jIMuHbIX aHAJIUTOB
B KpOBH, U  BBICOKONPOU3BOAUTENBHBIE TEXHOJOTHH MapajljIeIbHOro
cekBeHnpoBanus J[HK, mnosBonsomas OJHOBPEMEHHO aHalIW3UpPOBaTh

MHO>XECTBO TIeHOB. B cBs3u ¢ OTHM, paccMaTpHuBacMas OJHCCEPTALHMOHHAsA



paboTa, MOCBSIIEHHAs ONTHUMM3ALMUA OUArHOCTHKH penkux OosesHeit vy
POCCHICKHX MalMeHTOB C HCIIOJIb30BaHHEM KOMIUIEKCHOIO MOIX0Ma IO OLEHKe
3G GEKTUBHOCTH CYIIECTBYIOIIUX METOJOB NHATHOCTUKH U BHEIPEHHUIO HOBBIX
TEXHOJIOTUH, MpPEeICTaBIsieT aKTyalbHOe HCCIIeNOBaHHEe, HMEIOIlee BBICOKYIO
Hay4YHO-IIpaKTHUeCKyto 3HauuMocTh. Ocobas LleHHOCTh paboThl 3aKII0UaeTcs B
OLIEHKE pEerHoHaJbHBIX OCOOEHHOCTEH MOJIEKYJISIPHO-T€HETUYECKOH CTPYKTYPBI
11 HacnencTBeHHbIX 3a0o0JieBaHUM ueJoOBeKa, YTO I103BOJISET IIOBBICUTH
saddexruBHocTs JJHK-auarnocTuku B oOTAENBHBIX pernoHax Poccuu.

CreneHb 000CHOBAaHHOCTH H [0CTOBEPHOCTH HAyYHBIX I0JIOKEHHI,
BbIBOJOB, peKOMeHAalHii, Cc(OPMYJHPOBAHHBLIX B AHCCePTALHOHHOMH
pabore. HayuHble NOJOXEHUS AUCCEpTallMd B IMOJIHOM Mepe COOTBETCTBYIOT
Henu U 3amadaM uccienoBaHusd. CTeneHb OOOCHOBAHHOCTH U TOCTOBEPHOCTH
HayY4HBIX [TOJIOXXEHUH, a TaKXe BHIBOJIOB U peKOMeHAalui, chopMyTUpOBaHHBIX
B AuccepTaldoHHOM HccnenoBaHuu CaBocThbsiHOBEIM K.B., moarBepxnarorcs
3HAYUTEJBHBIM OOBEMOM U pENpe3eHTAaTUBHOCTHIO BBIOOPOK, BKIIIOYAIOIINX
NalleHToB MOYTH U3 BceX cyObpekToB Poccuiickoit denepaunu, COBpeMEHHBIMU
TEXHOJIOTUSIMH OMOXHMHUYECKOH U MOJEKYJSPHO-TeHeTHYECKOH IUarHOCTHKH,
HCIIOJIb30BAaHUEM  KOPPEKTHBIX  OHOMH(OpPMATHYECKUX  pPECypcoB  H
CTaTUCTUYECKUX METOJI0B 00pabOTKH U aHaIu3a JaHHBIX.

Ocobas penkoCcTh ONMUChIBAEMBIX HO30JIOTUH JTaleKo He Bcera MO3BOJsSeT
M3yYUTh HEOOXOIUMOE YHCJIO MAaIUEeHTOB MJIS TOro, YTOOBl BBHISBIECHHBIE
0COOEHHOCTH CcYMTaTh 3aKOHOMEpHBIMH. B HacTosumieil HayudHoit pabore
OIHCBHIBAIOTCS NECATKH, a U HEKOTOPHIX HO30JOIMYECKHX EeIUHMIl COTHHU
NAlUEHTOB, CTpPaJalolIUX pPEeIKUMH OONe3HSIMH, UTO JOIMOJHUTENBHO
non4yepkuBaeT OOOCHOBAaHHOCTP U JOCTOBEPHOCTH IOJIyUYEHHBIX JaHHBIX.
ANropuTMBl  IByXCTYNEHYAaTOH JHAarHOCTHKH HAacCJeICTBEHHBIX Ooyie3Hel
oOMeHa, pa3paboTaHHbIE aBTOPOM, B IIOJHOH MEpe COOTBETCTBYIOT aJlrOpUTMaM
OUAarHOCTUKHA penkux OoJe3Hell, NpHUMEHsSeMBIX BeOYLUIUMH HayYHBIMH
KOJIJIEKTHBaMHU  MeEXJIyHapoJHOro ypoBHS. Icmonp3oBaHHe TexXHOJIOTHH

TaHJEMHOH MacCC-CIIEKTPOMETPHHU JJIS CCJICKTHBHOI'O CKpUHHHIA C



MOCJIeAYIOLIEeH MMOATBEPXXAAOIEN TUAarHOCTUKON C IIOMOILIBIO CEKBEHUPOBAHUS
no CoHrepy — «30JI0TOH CTaHAApT» IOAABISIONIEr0  OOJBIIMHCTBA
CKPUHHMHIOBBIX IIPOIPaMM, HaIlpaBJIEHHBIX Ha BBISBJIEHHE HACJIeICTBEHHBIX
Oonesneit obOmena. [IpuMeHeHHE TEXHOJIOTMH BBICOKOIPOU3BOIUTEIBEHOTO
CEKBEHHPOBAaHHUS B TeX CIlydasX, Korga (GEeHOTHI IallMeHTa MOXET OBITh
oOyCJIOBJIEeH MyTallUsIMAU B HECKOJIbKHUX JECSITKax TIE€HOB, TaKXe SBIISIETCS
HaWlIyulled cTparteruel OOHapy>XEHHUS JTHOJIOTMUECKHX IPUYHUH pPEeIKUX
HacleICTBeHHBIX Oosie3Heil. Mcmonp3oBanue ©Oa3bl naHHbIX gnomAD s
oIpenesieHUs MOMyJISIUOHHBIX YacTOT U 0a3bl fanHblix HGMD nns BeIsiBIEeHUS
AHHOTUPOBAHHBIX  paHee  BapHUAaHTOB  YKa3blBaeT Ha  KOPPEKTHBIN
6uonHpopMaTUUECKUH aHalu3 BBIABIEHHBIX MyTalldi, a UCIOJb30BaHUE
Poccuiickoro pykoBoacTBa MO HUHTEpIIpETAllUU JaHHBIX IOCIEHOBATEIHHOCTH
JIHK, mony4eHHBIX METOIOM MacCOBOI'O MapaylieIbHOrO CEKBEHUPOBAHMUS, NS
K&XJIOTO HOBOIO T€HETHYEeCKOro BapHaHTa, HEONMHCAaHHOro paHee — Ha
KOpPpPEKTHOE ONpeleseHre MaTOreHHOCTH MyTauuil. CTaTUCTHYEeCKHE METOJbI
00paboTKH MOJy4YeHHBIX JaHHBIX, INPUMEHEHHBIE aBTOpPOM [UIs obcdeTra
OMHaApHBIX MPU3HAKOB U KOJHUYECTBEHHBIX MJaHHBIX, C MOCJenyroLen
HHTEpIpeTallel pe3ysNbTaToB Tak)Xe IMOJYePKHUBAIOT BBICOKUH YpPOBEHBb
JIOCTOBEPHOCTH ¥ 000CHOBAaHHOCTHU MOJIy4€HHBIX BEIBOJOB U PEKOMEH AL,
PesynpTaThl muccepTallioOHHOW paboThl omyOaukoBaHbl B 70 Hay4YHBIX
paboTax B peLEH3UPYeMbIX M3JaHUsAX, 27 U3 KOTOPBIX B XypHajiax,
pexoMeHnoBaHHEIX BAK MOH P®, B nByx MoHOrpadusx, NsSTH KIMHUYECKUX
pEeKOMEHIAIUAX, YTBEPXIECHHBIX MUHUCTEPCTBOM 3JpaBooXpaHeHus PO,
anpoOUpOBaHbl HAa  MHOTOYMCIEHHBIX  POCCHHCKHMX M  3apyOexXHBIX
KOH(EepeHLUsIX, a Takke pa3paboTaHbl U 3aperdCTPUPOBAaHbl [[Ba MaTEHTa Ha
H300peTeHusl, YTO IOATBEPXXIAeT MJOCTOBEPHOCTH U  0OOCHOBaHHOCTH
I0JIOXKEHHUH, BBIBOJIOB H peKOMeHAAIHH, CPOPMYJIMPOBAHHEBIX B TUCCEPTALIUH.
HayyHasi HOBH3HA OCHOBHbIX Ppe3yJbTaTOB AHCCEPTALHOHHOrO
HcceJie0BaHUA. BONBIIMHCTBO pe3ynbTaTOB HCCIIENOBaHUM NHUCCEPTALMOHHOM

paboTrl, BeinmodHeHHOM CaBocThsiHOBEIM K.B., o6nagatror BeICOKOH HaydyHOU



HOBHU3HOH. B wacTtHOcTH, BriepBble B POCCHH yCTaHOBJIEH CIEKTp pa3IHYHBIX
THIIOB TJIMKOT€HOBOH OOJIe3HH, MOHOT€HHBIX (DOpPM CTEpOHAPE3UCTEHTHOTO
He(PPOTHUECKOI0 CHHIPOMA, HECOBEPLIEHHOI0 OCTeOreHe3a W HacleACTBEHHO
00yCIIOBJIEHHBIX KapIUOMUOIIATUM y AeTeH, a TaKxKe OINpeesieH MOJeKYJIIPHbIN
nedeKkT TNpH OaHHBIX 3abosieBaHUSX. BrepBble OOHapyXXeHa acCOLMAaLUs
MyTallid, yKopaduBaromux komupyembii Oemoxk GLA, ¢ TshkecThro
deHoTUnHYeCKUX NposiBNeHUuN OonesHu Pabpu, B YaCTHOCTH C pa3BUTHEM
HHCYJbTa. BriepBble B MUpe 0OHapyXeHBI U OIHCAHbI KJIMHHYECKHUEe MPOSIBICHUS
penkux OoJyie3Hel, BEI3bIBaeMble HOBBIMU HYKJIEOTUIHBIMH BapHaHTaMH I'€HOMa,
He aHHOTUpoBaHHBIMU B 0Oa3e manHbix HGMD no mpoBeneHust HacTosIIero
UcclieJoBaHMUs. BrepBple MOKa3aHO HaJH4Me MYyTaluid, XapaKTepHBIX IS
POCCHICKHUX MAllUEHTOB, U OTPEIEIICHBI KX YaCTOTHL

CrnemyeT OTMeTUTh OOHapy)XeHHe CHEeHUGHUYHBIX IS OINpeaesIeHHBIX
TIOITYJISTLIMH Poccuu aTOTE€HHBIX BapUaHTOB HYKJICOTHIHOH
nocnenoBatenbHocT JITHK. B dacTHOCTH, BrepBBle BBISBICHBI U OIHCAHBI
mytauuud ¢.5184>G u c.1015G>A rena CTNS, xapakTepHble Mg OOJBHBIX
OUCTHHO30M M3  YEYeHCKOH MW  KapayaeBCKOW  3THHYECKHUX  TPYII
COOTBETCTBEHHO, a TaK)Xe JOCTOBEpHOE IPEHMYIIECTBEHHOE pacIpeeieHue
MyTauuu p.E87* rena NPHS2, BbI3bIBalolled CTepOUIPE3UCTEHTHBIN
HepOTHYECKUH CHHApPOM, cpedd xwuteinei I[IpuBoDKCKOro QenepaibHOro
OKpyra H tora Y pajbckoro ¢heaepaibHOro OKpyra.

3HAYHMOCTD NOJIyYeHHbIX pe3yJIbTaTOB /sl HAYKH H PaKTHKH.

[TonydyeHHbIE aBTOPOM pe3yJbTaThl HMEIOT HECOMHEHHYK Hay4dHO-
NPaKTHYECKYI0 3HAYUMOCTh, IPEINCTaBISIOT LEHHYH HHGOpMAalHUIl O
reHeTHYeCKOW apXxuTekType 11 HacleACTBEHHBIX 3a00JieBaHHH U IO3BOJISIOT
ONTHMHU3UPOBATh CKPHHUHIOBBIE U TOATBEPXKIAIOIINE METOABl JHATHOCTHKU
penkux Ooyie3Hel, YTO IO3BOJIUT COBEPLIEHCTBOBATh MEIHUKO-T€HETHYECKOe
KOHCYJIbTHPOBaHHE OTATOLIEHHBIX ceMei. J[JIs1 BBISBICHUS MYXYHH ¢ 00JIE3HBIO
®abpu U manueHTOB OOOMX IOJIOB C OoJie3Hbl0 [olne, HyXXTAIOLIUXCS B

(bepMeHTOBaMeCTHTeHBHOﬁ TE€palinuu, OBILII0 MpEaJIOXKEHO HCCJICO0BATh



KOHLEHTpaluo OuomapkepoB nu30-1'63 u nm3o-I'ml cooTBeTcTBeHHO, B
KayecTBE aHAJIUTOB [y IEPBHYHOrO OHOXMMHUYECKOTO CKPHUHUHIA OTHX
6ose3Hel, UTO MOMOXET BBIABIATH 3TU Ooyie3HU ¢ Oombliel 3¢ HeKTUBHOCTHIO.
Koppekuust otpe3Hoit Touku mis (epMEHTAaTUBHOM ITHArHOCTUKH OO0Je3HU
[Tomne mnoBelaeT 3¢G¢GEKTUBHOCT HCCAEAOBAHUS 3a CUET UCKIIOUYEHHUs
JIOXXHOTIOJIOXKUTENBHBIX IMallMeHTOB C ICeBIOAC(PULUTHBIMU 3HAYEHUSIMHU
aKTUBHOCTH alibda-1,4-rmoko3una3sl. HecoMHeHHOMN MpakTUYECKOMH LIEHHOCTBIO
obnamaroT U paspaboTaHHblE aBTOPOM MaHENIH T'eHOB, Ne(eKThl KOTOPBIX
BBI3BIBAIOT Takue peakhe Oo0Ne3HH KaK HePpOTHUECKUH CHHAPOM U
KapJUOMHOIIATUH, B CBSI3U C BBHICOKHM IPOLIEHTOM IOATBEPXKIECHHBIX CIIydaes.
[Ipu ux ¢opMUpOBaHHUU aBTOpP y4es TOT (akT, YTO KIMHHUYECKHE INPOSIBICHUS
He(POTHYECKOr0 CUHAPOMa MOTYT OBITh BBI3BaHBI TaKUMU (HDEHOKOMHUSMH, KaK
cuHapoM Aunbrnopta unud Oone3nb [JleHTa, Torma kak runerpoduyeckas
KapIMOMHUOIAaTUsS MOXET pa3BUBaThCs Ha (oHe cuHapoMa HyHan wunu
cuHapoma JlaHOH, a [AWUNATallMOHHAs KapAUOMHUONATHS MOXET OBITh
o0ycnoBieHa CHHAPOMOM AJIbCTpeMa UM CUHApOMOoM bapra.

CBsi3p MyTalui, IPUBOJASAIINX K YKOPOUEHHBIM OEIKOBBIM IPOIAYKTaM, C
TSDKENBIM KJIMHUYECKUM TeueHHeM OOJIBIIMHCTBA HU3Y4YeHHBIX OoJe3Hel,
o0nanaeT HarfsAHBIMH MPOTHOCTUYECKUMH BO3MOXXHOCTSIMH, OCOOEHHO, eciu
paccMaTpuBaTh paHHIOK OHAarHOCTHKY IallUeHTOB, K IpUMeEpy, B paMKax
MaccoBOI'0 CKpHHHHIa HOBOPOXXIEHHBIX. bonee Toro, n1ocToBepHble pa3iudUs
OblnM HalAeHsl U BHYTPU OJHOrO Kiacca MyTauud. Tak, OIHH MHCCEHC
MyTauuu reHa GLA BbI3BIBAIOT Kilaccuueckyro ¢opmy Oonesnu @abpu,
KOppenupysi C BBICOKUMH 3HauYe€HMSIMH JH30-1'63, a npyrue nOpuUBOIAT K
aTUIMYHOMY TEYEHHIO, aCCOLMHPOBAHHOMY C HHU3KHMH KOHLEHTpPaLUsIMHU
HaKalUIUBaeMoOro B KpOBH cyOcTpaTa, YTO IIOMOraeT Jie4dalllUM BpadaMm
BBIOHpaTh ONTHUMANIBHYIO CXEMY JIEUEeHHUS.

Omnpenenexue crekTpa U OTHOCUTEIBHBIX YaCTOT MyTalliii, BHI3BIBAIOIINX
penkue 0oJie3HH, U3yUEHHbIE B HACTOSIIIEH QUCCepTallMOHHON paboTe, a Takxke

XapaKTEpUCTHKa KIIHHHUYECKHX, BO3PACTHBIX H reorpa(bnqecxnx aCIICKTOB



HCCJIEIOBaHHOW  MATOJIOTMM  NPEACTABISIIOT  OYEBHUAHBIM  HAy4yHBI U
paKTUYECKUN HUHTEpEC. Jtu pe3ynbTaThl MOTYT OOBSCHATH
MEXIIOMYJISIMUOHHBIE pa3Iuyusl B 3aKOHOMEPHOCTSX pAa3BUTHUS M TeMIax
IpOrpecCUpoBaHUs 3a0oJieBaHUM, a TakkKe MOIUMOp(U3M KIMHUYECKOH
CUMIITOMAaTHKH Y NMallUeHTOB, MPOXXUBAIOLINUX B Pa3IM4YHbIX perioHax Poccuu.

CrpykTypa H coaepxKaHHe AUCCEePTALHOHHOM paboThl.
Hucceprauunonnas pabora CaBoctesinoBa K.B. npeacrasnena Ha 593 ctpanuLax
MAalIMHOMUCHOTO TEeKCTa M COCTOMT U3 BBeAeHHs, 0030pa JHUTepaTryphl,
OMUCaHUs MaTepHalloB U METOAOB HccienoBaHus, 11 pa3nenoB cOOCTBEHHBIX
UCCJIEIOBaHUH W WX OOCYXIEHHs], 3aKJIIOYEHHS, BBIBOJIOB, IPAKTHYECKUX
peKOMeHJauui U MepCreKTUB AalibHelleil pa3paboTKu TeMbl HCCIENOBaHUS.
Hucceprauuss unmoctpupoBaHa 115 pucynkamu u 77 tabnunamu. Cnucox
nuTepaTypsl BkiatodaeT 1037 myHKTOB.

B rnaBe BBemeHue aBTOp HOCTATOYHO ITOJIHO OIHCHIBAET aKTyaJIbHOCTH
BBIOpaHHOW TeMbl HAy4dHOIO HCClIeNOBaHUs, GOpPMYJIHpYeT Lelb U 3anadu
uccienoBanus, o003HauYaeT HOBHU3HY M 3HAYUMOCTh pabOThl, H3Jaraer
IIOJIOXKEHHUS Y OLIEHUBAET CBOM JIMYHBIN BKJIAJ.

OG630p nurepaTypbl u3noxeH Ha 150 crpaHumax, mnoapoOHO
paccMaTpHUBAaIOTCsI BCE AacCMeKThl CTAHOBJEHHs COBpeMeHHOU jabopaTopHOi
JMUAarHOCTUKH H3y4YaeMbIX IaTOJIOTHH, KaKk Ha OWOXHMMHYECKOM, TaK U Ha
F€HETUYECKOM YPOBHSIX, @ TaKXXe€ OCHOB IaTOT€He3a KaXXOoM HO30JIOTHU C
y4eTOM COBPEMEHHBIX BESHUH W MEXIIONMYJSLHUOHHBIX OCOOCHHOCTEH U
(bEeHOTeHOTUITHYECKUX KOPPENSLUi, BBISBICHHBIX B PAa3IMYHBIX PETMOHAX MHUpa.
OkoHYaHHe OTIENBHBIX IJIaB JUTEPATypHOro 0630pa, MOCBSLIEHHOE OMUCAHUIO
BBICOKOCTIEIU(GUYHOTO  MAaTOreHETHYECKOro  JIeYeHHs, B TOM  YHCIE,
onobpenHoro B Poccuiickoit ®@enepanuy, packpblBaeT HECOMHEHHYIO
3HAQUYUMOCTh JIIOOBIX JUArHOCTHUYECKHUX METOAUK, IMO3BOJIIOIIMX IIOCTaBUTh
TOYHBIH JIHArHO3 - B CXXaTble CpOKH. boliee MOJOBHHBI MPOLUUTHPOBAHHBIX
JUTEPATYpHbIX HCTOYHHKOB, HACUUTBHIBAIOIIMX Oolee OJHOM  ThICSYH,

MMpeacCTaBJIAOT c0o00M HCTOYHUKH MOCJIECAHUX OECATH JICT.



OnucaHue MaTepUaJOB U METOJIOB UCCIIEIOBAaHUSI COAEPXUT OCHOBHYIO
uHbOpMaLMI0O AN BOCIPOU3BENEHHS  METONUK, pa3paboTaHHBIX U
ONTUMHU3HUPOBAHHBIX B paMKaxX paccMaTpUBaeMoON IHUCCepTaMOHHONW paboThI.

B rnaBe PesynbTaThl HcclienoBaHUS aBTOpP IPUBOAUT COOCTBEHHBIE
JIaHHEIE, IPOBOJUT UX aHaJu3, IpeNCTaBISIET pe3ynbTaThl
O6uonHbOpMaTHYECKOM U CTATUCTHYECKOM 00pabOTKHU, a TaK)Ke CPaBHUBAET UX C
JNAHHBIMH IPYTUX OTEYECTBEHHBIX U 3apyOE)KHBIX YUEHBIX.

BrIBoIbI U MpakTUYECKHE PEKOMEHJAllMH COOTBETCTBYIOT COAEPHAHUIO
JUcCcepTally,  CIeNyloT K3  [OJYyYeHHBIX  pe3yJbTaTOB,  HAy4dHO
apryMEHTHUPOBAHBI, COOTBETCTBYIOT 3aJadaM HCCIEJOBaHUSI U OCHOBHBIM
MIOJIOXKEHHUSIM, BBIHOCUMBIM Ha 3aluTy. ABTOpedepaT oTpaxxaeT OCHOBHBIE
MIOJIOXKEHUS] TUCCEPTALlMOHHOIO UCCIeNOBaHUs, OPOPMIIEH N0 ONpeNesIEeHHOMY
CTaHIapTy, COOTBETCTBYs TpeboBaHusM BAK.

B uenoM pabGora BBINOJHEHa Ha COBPEMEHHOM YpPOBHE, HOCUT
KOMILUIEKCHBIH XapakTep W BHOCUT OOJBLIONH BKJIaJd B pElIeHHE KPyIMHOH
Hay4HOU npoOieMbl IO JUArHOCTHUKE HACJIeACTBEHHBIX 3a00JieBaHUM YeloBeKa.

Bmecte ¢ Tem, Xorenock Obl 0OpaTUTh BHUMaHHE, YTO JIUTEPaATYypPHBIH
0030p Mo TeMe QUccepTalUU HWUIIOCTpUpOBaH 17 pucyHkamu 6e3 ykazaHHs
aBTOPCTBA U pa3pellieHHs] Ha UX HCIOJIb30BaHHE B paMKaX OaHHOH paboThL.
Ecnu 3T0 coOGcTBeHHass pa3paboTKa aBTOpa, TaKXe CIeHOBaJl0 yKazaTh 3TO B
OMHCaHUHU PUCYHKOB. MOXXHO OBLIO COKpPaTUTh 0O0OBEM JIUTEPATYPHOro 0bO30pa 3a
cueT UCKJIIOUeHHUs HHbopMaluu o pa3paboTaHHBIX METoJaX B paMKaX JaHHOU
paboTel U noApoOHOro omucaHus jedeHus. [Ipy onmucaHuUM HECOBEPLIEHHOIO
OCTEeOreHe3a HCIO0JIb30BaHa Npenplaylias Kiaccudukanus 3a0ojeBaHUsS U He
OmnHcaHa ToclenHsss Bepcus kinaccubukauuu. CraenaHHble 3aMedaHUs B
OCHOBHOM HOCSIT TE€XHHUYECKHH XapakTep U HE€ BIMSIOT Ha pe3yJbTaThl U

Hay4HO-IIPaKTUYECKYI0 3HAYUMOCTh IUCCEPTALIMOHHON paOOoTHI.



VYyYuThIBask BBICOKYIO MPAKTHUECKYIO LIEHHOCTD MOIyYeHHBIX PE3yJIbTaTOB,
BO3HUKJIM BONPOCHI O IEPCIEKTHBAaX HX HCIOJb30BaHUS B KIMHUYECKOM
MeJULMHE:

1. Kakum 06pazoM MOXHO BHEIPUTH pe3ybTaThl JUCCEPTALMOHHON paboThI
10 ONTHMHU3AIMH [OUAarHOCTUKH pEeIKHUX Hacle[ICTBeHHbIX 3abojieBaHUil B
IpakTHYecKoe 3apaBooxpaHeHre PO B 11eJI0M U OTAENBHBIX PETHOHOB?

2. Kakue mepcrnekTuUBBl BBl BUAWTE IJs yiyuuleHus poctynHoctu JIHK-
JUArHOCTUKU Ui pPa3HMYHBIX CJIOEB HACeNeHHUs], BKIIOYAs TOPOTOCTOSIIYIO
TEXHOJIOTMIO MacCOBOT0 NapajuIeIbHOr0 CEKBEHUPOBAHUS ?

VKka3aHHBIE BOINPOCHl M 3aMEUaHHUs U HE 3aTparuBalOT OCHOBHOIO
COIEepXaHUs  JUCCEPTALMOHHOW  paboThl, HE BIMUSIIOT Ha  OOUIYIO
MOJIOXKHUTENBHYIO OLIEHKY.
3akirodyeHue. PazpaboTaHHble U ONTUMHU3UPOBAHHBIE METOABI TUArHOCTUKU 11
penkux Ooje3Hel, H3yuYeHHBIX B NpEACTaBIeHHOH paboTe, BKIIOYANOIINE
TaHIEMHYIO Macc-CIIEKTPOMETPUIO0, CeKBeHHpoBaHHe Nmo CaHrepy, MaccoBOe
napajuienbHoe cekBeHupoBaHue, IILIP B pexume peaspHOrO BpeEMEHH,
XPOMOCOMHBIA MUKPOMATPUUHBIN aHATU3 U MYJbTUIUIEKCHAs JTUra303aBUCUMas
aMIUIMUKaLKs, TO3BOJISIOT OCYILIECTBISATH paHHee BBHISBIEHHE IeHETHYECKOH
NaTOJIOTHH Y POCCHUHCKHX NAlMEHTOB, YTO HMeEEeT pellarolllee 3HaueHHe [JIs
ObIcTpOl U TOUHOH BepuU(UKALUKU JHArHO3a, CBOEBPEMEHHOIO Ha3HAueHHUS
aZleKkBaTHOW Tepamuu, a Takke JUIsi MPOBENCHUs MNPOPHIAKTHYECKUX
MEPOIPUATUA B OTATOLIEHHBIX CEMBSX, UTO CO3[JaeT IPENNOCBUIKH K
YMEHBILIEHHUIO HUHBAJIMAHOCTH W  CMEPTHOCTH, YBEJIMUYEHUIO CpeaHeH
IPOJOJKUTENBHOCTH )XKU3HU MALUEHTOB ¢ OppaHHBIMU 3200JIEBaHUSIMHU.

TakuMm oOpa3oM, auccepraudoHHas pabora CaBocThsiHOBa Kupuiia
BukropoBuua  «OnTuMuzanus — MOJEKYJISIpHOM  JOMAarHOCTHKHA  pPEIKHUX
HacJIeICTBEHHBIX OoJie3Hell y pOCCHUHCKHX IMallMeHTOB», IpeACTaBlIeHHas K
3alllUTe Ha COMCKAaHHWE YUYEHOH CTEeNeHH HOKTOpa OHOJIOTMYECKHX HayK I10
cnequanbHocT  03.02.07 — I'eHeTHwKa, SBJISETCS 3aBEpLIEHHBIM Hay4dHO-

KBaJ'II/I(i)I/IKaI_II/IOHHBIM TPyAOM, BBIIIOJJHEHHBIM Ha BBICOKOM METOOAUYECKOM



YpOBHE, U COOTBETCTBYeT TpeboBaHUsAM, NpeabsaBinsieMblM BAK k mokropckum
JUCCEepTaLIUsM.

[lo akTyanbHOCTH, Hay4yHOH HOBM3HE, [IOCTOBEPHOCTH IIOJYYEHHBIX
pe3ysnbTaToB M MX IpaKTUYECKOH 3HAaYMMOCTH JHcCepTalloHHas paboTa
CaBoctesiHoBa K.B. monHocTEIO coOTBEeTCTBYET TpeboBaHUsIM II. 9 «Ilonoxxenus
O IPHUCYXIEHUH YUYEHBIX CTEeNeHeH», YTBEPXKAEHHOTO I1OCTaHOBJIEHHEM
[IpaButenbctBa Poccuiickoit ®enepanuu  Ne@42 ot 24.09.2013 r. (c
U3MEHEHUsSMH B peaakuuu nocraHoBienuit I[IpaBurtensctBa Poccuiickoit
®epnepaunu ot 21.04.2016 Ne 335, ot 02.08.2016 Ne 748, 29.05.2017 Ne 650,
28.08.2017 Ne 1024, ot 01.10.2018 Ne 1168), npeassBisieMbIM K THUCCEPTALUSM
Ha COMCKaHHe y4eHOH CTEeleHU TOKTOpa Hayk, a ee aBTop CaBocTbssHOB Kupuin
BukTopoBud 3acmyXMBaeT IPHUCYXAEHHS HCKOMOH CTeNeHH JOKTOopa

O6uonoruyeckux Hayk no cneyguanbHoctu 03.02.07 — ['eHeTHKa.

OduunansHeIi OMITOHEHT

3aMecTUTeNlb ~ JupekTopa Mo  JabopaTOpHO-AMAarHOCTUYecKoH  pabore
["'ocynapcTBEHHOTO OOKETHOTO YUpeXAEHUS 3paBOOXpPaHEHUS
PecnnyOnukaHckuit  MeQUKO-TeHETHUYEeCKHH I1eHTp, Inpodeccop kadenps
MEIULMHCKOM TeHeTUKH U GyHIaMeHTaJbHOM MeEIULUUHBl ballkupcKoro
rocyJapCTBEHHOI0 MEULIMHCKOTO YHUBEPCUTETA

nokrop 6uonornueckux Hayk 03.02.07 — I'eneTrka, AOLEHT
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