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DeIepanbHOTO rOCYIapPCTBEHHOTO GFOKETHOTO Hay4HOI'0 y4YpexaeHus «Meauko-
T€HETUYECKUM Hay4HBIH eHTp uMeHH akanemuka H.IT. Boukosay.

Huccepranms  «['eHeTHYeCKas TIeTEPOreHHOCTS HECHHIPOMAJIBHOM U
HUMHTHUDPYIOIIIEH €€ CUHAPOMAJIBHOM TYrOyXOCTHY» BBINIONHEHA B nabopaTopuu
HHK-nuarsoctukun  ®epepansHoro FOCYJapCTBEHHOTO OIOKETHOTO HAy4YHOT'O
YIPEXACHUST «MeNUuKO-reHeTHYeCKUi HayuHbIiH LEeHTp HUMeHU akajgemmka H.IT.
bouxoBay.

B mepuon moxarotoskum mmccepranmm  comckartens MuponoBuy Oibra
Jleonnnosua pa6orana B ®enepansHOM FOCYAapCTBEHHOM OFOJ)KETHOM HAy4YHOM
YIPeXKIECHUH «MeIuKO-reHeTHIeCKHH Hay4HBIil LEeHTp MMeHH akaaemuka H.IT.
boukoBa» B IOMIKHOCTH Hay9HOTO COTPYIHHKA naboparopuu JJHK-I11arHOCTUKH.

B 2015 romy oxoHumma Memuko-6GHONIOrHYECKHiL dakynerer ['BOY BIIO
«Pocculickuil HalMOHANBHBIH WCCITE[0BATENHCKHI MEIUUHUHCKHA YHUBEPCHTET
uvend  HH. IluporoBa» Munucrepcra 3paBooXpaHeHuss Poccuiickoii
Qeniepali MO CIENHATLHOCTH «MEIHIMHCKAS OUOXUMHSY C IIPHCBOCHHUEM
KBaIM(HKALMN «Bpad-GHOXUMHKY.

Cmpaska 06 o6ydenuu Ne 6/18 o chmade KaHIMIATCKOro dK3aMeHa II0
cnenuabHOCTH «I'eHetrka» 03.02.07 Binana 12 nexabps 2018 r. B DenepanbHOM
FOCYIapCTBEHHOM OIOJDKETHOM HAYYHOM YUPEXKICHHH «MeIHKO-reHeTHYecKil

Hay4HbIi 1eHTp». CrpaBka Ne 20/237-16 o chnaue KaHIUJATCKHX 3K3aMEHOB II0




HCTOPUU ¥ PUIOCOYUM HAYKH, U MHOCTPAHHOMY SI3BIKY (aHrnmMiAckuit) BbIgaHa 2
mekabps 2016 r. B  ®enepansHOM rOCyIapCTBEHHBIM  OHOKETHEIM
00pa3oBaTeNbHBIM  yUYPEXJIEHHEM  JOMOJHUTEIBHOTO Ipo¢eCCHOHAILEHOIO
00pa3oBaHus «Poccwuiickas MeIUIUHCKas aKaJeMus HENPEPLIBHOTO
PO(eCcCUOHATLHOIO o0pa3oBaHHs» MuHuctepcTBa 3/IpaBOOXPAaHEHUS
Poccuiickoit ®enepanum.

Hay4Hblll pykoBopuTeNns — KaHAMAAT MEIUIMHCKUX HAyk, Biusuer Encna
ANeKCaHIPOBHA, CTAPIINN HAYYHBIH COTPYIHUK nabopatopuu JTHK-1uarHocTiku
DenepanbHOro rocyIapCTBEHHOTO GIOIKETHOTO YUPEK ICHHS Hay4yHOro «Menuko-
IeHETUYECKUI Hay4YHBIN LeHTp uMeHu akagemuka H.IT. Boukosay.

HayuHblli KOHCYNBTaHT - JOKTOp MEIMIHHCKHX HayK, MapkoBa Tarbsna
I'enHanbeBHa, PYKOBOOWTENb OTHENA SIMUIEMHONOTHH U TI€HETHKH HapyLIeHUH
ciryxa PelepaabHOr0 roCyJapCcTBEHHOI0 OI0KETHOIO yupexnenus «Poccuiickuii
Hay4HO-KIMHUYECKUH LEHTp ayUOJIOTHH U CITyXONPOTe3upoBanus DeaepatsHoro
MEIMKO-OHOJIOTMYECKOTO areHTCTBA.

ITo uroram oOCysIEHHS IPHHATO ClEyIOIIee 3aKITI0UEHIE:

AuccepranionHas pabora Mupornosua O.JI. «'eHeTHYeCKas TeTepOreHHOCTh
HECHH/IPOMAJILHOH W UMHUTUPYIOLIEH €€ CHHIPOMAIbHON TyroyXOCTHY» MOCBAIIEHA
aKTyalbHOU Mpo0jIeMe MEIUIMHCKON I'€HETHKH — KCCIIeMO0BAHUIO MOJIEKYJISIPHO-
FEHETHIECKMX OCOOEHHOCTEH, a TakXke pacrlpoCTPaHEeHHOCTH TYTOYXOCTH B
Poccuiickoit ®enepauuu. Pabota CONCPXXUT peILIeHHWEe aKTyaJlbHBIX 3a/ady,
MMEIOIHUX GOJIBLIOE TEOPETHYECKOE M MPAKTHYECKOEe 3HAYEHHWE B MeIHIIMHCKOI
I'CHETHKE, 1 ITO3BOJIAIOIINX YCOBEPIIEHCTBOBATh KAYECTBO MEIUKO-T€HETUYECKOTO
KOHCYJbTUPOBaHUsT OOJIBHBIX H OTATOIIEHHBIX CEeMeH, a TakkKe II03BOJIeT
10J00paTh ONTUMANEHBIN IUTAH BeIeHHS ¥ peaGHUIIMTALH TIaIHeHTa.

JIngHoe yyacTHe COMCKaTeJisd B INOJIYYEHHH PE3YJAbTATOB, H3JI0KE€HHbIX

B AHCCEPTANMH.

ABTOp pabOTBI HENOCPENCTBEHHO YYacTBOBAN B pa3paboTke CxXeMbl H
TIOC/ICIOBATe/IBHOCTH  TIPOBEICHHBIX HCCIENOBAaHUM, (OPMYIUPOBAHMH LEIH U

3aj1a4, BbIOOPE METOLOB HMCCIIEN0BAHNS, CTATHCTHYECKOH 00paboTke T0JTyYeHHBIX
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JaHHBIX. ABTOpOM HM3y4eHa M HpopaboTaHa 3apy0exHas M OTe4YecTBEHHAs
JUTEpaTypa Mo TeMe IUCCepPTaIHH.

Muporosuu O.JI. npuHHMaNa ydacTHe B CO3NAHMH KOJUICKIIUH oOpasioB
JAHK u3 KmeTox KpoBH M GYKKaJIbHOTO JMUTETHS GOIBHBIX C TYTOyXOCTBIO, a
TAKXKC HMX POJCTBEHHUKOB. ABTOPOM IIPOBEIECHO MOJIEKYJIIPHO-T€HETHYECKOE
obcnesioBanue 356 GONBHBIX ¢ TYTOYXOCTBIO, @ TaKkKe 4 GONBHBIX ¥ 12 3I0POBBIX
POACTBEHHUKOB C IIOMOLIBIO METOJIa MACCOBOTO MapaJlIeNbHOrO CeKBEHHPOBAHHS,
KonuiecTBeHHOH MLPA, aBTOMaTHYecKOro CeKBEHHMpPOBAHHS IO Courepy,
ITJA®-ananuza.

Muponosuy O.JI. yuacTBOBaja B aHauM3e U UHTEPIIPETAIUH [10TYYEHHBIX
Pe3yJbTaToB, C(HOPMYIHMPOBAHBI OCHOBHBEIE PE3yNbTaThl M BEIBONGL Harmcanme
ITIaB COOCTBEHHBIX HCCIIENOBaHUH, 06CYKIeHMe pe3ynbTaToB M (OPMYIUPOBKA
BEIBOJIOB BBHIITOJIHEHBI aBTOPOM CaMOCTOSITENIBHO.

Crenenp AOCTOBEPHOCTH Pe3yJIbTATOB IPOBEICHHBLIX HCCJICI0OBAHH .

OCHOBHBIE  TONIOXEHHSI  JIUCCEPTALIHOHHOM paboTel GasupyloTrcs Ha
Marepuanax IePBHYHOH MOKYMEHTAllMd M TOJHOCTBIO UM COOTBETCTBYIOT.
Pesynbratel, momydeHHsle aBTOpOM BclienCcTBHe MOJIEKYJIIPHO-T€HETHYECKUX
AQHHBIX, CBUACTEILCTBYIOT O PEIIEHHH IMOCTaBJIEHHBIX 3amady. BeICOKas cTeleHh
NMOCTOBEPHOCTH M OOOCHOBAHHOCTH BBIBOJOB, OCHOBHBIX HayYHBIX TTOJOXKEHUM
AUCCEPTALUH ONPEAENISIOTCS JIOCTATOYHO OOJBIIUM OOBEMOM Mateprana (356
HalKHeHTOB). JlJIsi CpaBHUTENBHOTO aHAJIM3a IPUBJICYEHO OCTATOYHOE KOJIUYECTBO
AlAHHBIX OTEYECTBCHHOH WU 3apyOexxHo# mureparypsl (6oiee 200 HCTOYHHUKOB).
BEIBOZEI OOBEKTUBHO M IMOJHOIEHHO OTPaXXaIOT PE3yNbTaThl IMPOBENECHHBIX
HCCJICIOBaHUIA.

HoBu3zua u HPpAaKTHYEeCKas SHAYHUMOCTD.

Brniepsrie IIPOBEJIEHO KOMIIJIEKCHOE MOJIEKYJIIPHO-T€HETHYECKOe
o0cieJoBaHHe POCCHICKMX TIALHEHTOB ¢ HECHH/IPOMAJIbHOM U UMHUTHPYIOLIEH ee
CHHIIPOMAJIBHON TYIOYXOCTBIO, HE CBA3aHHOM C '€HOM KOHHEKCHHA 26. Briepsrie
OIpPE/CNIEHbl OCOOCHHOCTH CreKTpa MyTauuii B renax STRC, SLC2644, USH2A B

BBIOOPKE POCCHICKHX GONBHBIX, BEIBICHEI HAUOONEE YACTBIE BAPHAHTSL.




BriepBsie ycraHoBneH BKIax 3a6oneBaHmii, 06yCIOBIEHHBIX MyTalusMH B
MCCIICIOBAHHBIX B PA0OTe IEHETHYECKHX (OPM HECHHAPOMATBHOH H TPYAHO
JubepeHIpyeMOlt ¢ Hell CHHAPOMATBHOM TYrOyXOCTH, He CBS3AHHBIX C eHOM
KOHHEKCHHa 20, B OOIIYI0 CTPYKTypy 3a00JeBaeMOCTH TYroyXocTeio B P®.
Onpenenena cymmapHas pacueTHas 4acToTa HCCJICIOBaHHBIX F€HETUYECKUX (HhopM
TYrOyxocTu B PO,

Brepsele ompeneneHa Ions MMHTHPYIOLIHX CHHIPOMAJBHEIX (OpM B
BBIOOpDKE ~ DOCCHHCKHMX  INalHEeHTOB ¢ HaMpaBJISIOIIUM  TUAaTHO30M
«HECHHIPOMAJIbHAS TYTOYXOCTh.

Ha ocHoBaHMHM [aHHBIX, NHONy4eHHBIX B JMCCEPTALIMOHHON pabore,
npeanoxen anroput™ JIHK-auarHoctiku 1 pocCHICKHX MAIlMEHTOB ¢ norepeit
clyxa.

IleHHOCTHh HAYYHBIX PA0OT COMCKATEISI.

Pesynbrartel  nuccepranuoHHOM paGoTBI BHOCAT BKNAn B U3yyeHue
HACIIE/ICTBEHHOM  TYTrOyXoCTH. B myGmukammsx DOJTHOCTBIO OCBEINEHBI Bee
OCHOBHBI€ aCIIeKThI IUCCEPTAHOHHOTO HcciaenoBanus. Omy6INKOBaHHbIE JaHHbIE
O  paclpocTpaHEeHHOCTH  3a00NEeBaHMA, CHEKTPE MYyTaldi, ONTHMAIbHOM
AJITOPUTME JIMarHOCTHKU IIOMOTYT Bpady CBOEBPEMEHHO YCTAHOBHTH TOYHBIIA
AHArHO3, ONPCJCTUTh IIPOTHO3 Ul KAYeCTBA XKU3HU U 3[0POBBS, IUIAH BEICHHUS U
peabunuTanmy manueHTa, a TakkKe IOTOMCTBA YJIEHOB ero CEMBH, MPEIIOXKUTE

CeMbe O((QEKTUBHBIC METOABI IPEHATAIBHON MM MIPEUMIIAaHTAl{HOHHOM

JAHUAarHOCTUKU.

CﬂeHPlaJIbHOCTb, KOTOpOii COOTBETCTBYET AUCCEPTALIHSA.

Hucceprannonnas pabora «I'eneTnyeckas I€TePOreHHOCTh
HECHHIPDOMATIbHOM M  HMHUTHpYIOLIEH ee CHHAPOMAJIBHOM  TYTOyXOCTH
COOTBETCTBYET (D)OPMyJIEe CHELUATBHOCTH «TE€HETHKA (03.02.07) (MemumuHCKHE
Haykn) — «l'eHeTHKa uenoBeka. MemuUMHCKAS TeHETHKA. HacnencrBennsie
GonesHu.  MoJleKyNspHBIE  OCHOBBI  HACJENCTBEHHOCTH. MyTtauuonnas

M3MEHYUBOCTE». PaboTa BKIIOYaeT B cebs obCyxmeHue po0JieM TeHeTHYECKOit




CTPYKTYPBI HACIECTBEHHOH TYrOyXOCTH, T€HETHKH YeIOBeKa, MeIUIUHCKON
TeHETHKH, HACIIECTBEHHBIX O0JIE3HEH.

IlosHOTA H3J0KCHHUA MaTEepHuaJioB AUCCEepPTAIIHH B DﬂﬁOTaX,

ONYy0JIHKOBAHHBIX COHCKaTeJIeM.

[To TeMe AHMCCEpPTAIMOHHOrO HCCIIENOBAHMUS OIyOJIMKOBaHO 7 IIeYaTHBIX
pabot, B Tom umcne 3 B KypHamax, pekomeHmoBaHHbIX BAK MOH P® TSt
OMyOJIHMKOBaHHS OCHOBHBIX HAyYHBIX PE3yIbTAaTOB JUCCEPTALMH HA COUCKAHHE
YUEHOH CTelleHH KaH/u/aTa MeAHUMHCKEX Hayk (3 B Wos u Scopus). Pesynsrarsr
JUCCEPTAlMOHHOTO HCCIIeTIOBaHUSI «I"eneTuyeckas reTepOreHHOCTh
HECHHIPOMAJPHOH W  UMHUTHPYIOLIEH €€  CHHAPOMAJIBHOM TYTOyXOCTH
Muporosrud  O.JI. MONHOCTBIO  OTpaKeHbI B  H3MAHUIX W XypHanax,
pexoMeHaoBaHHEIX BAK MOH P®.
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Juccepramust  cootBercTByeT  TpeboBammsm 1.9  «llofokeHHs o

NIpUCY)XACHUM  YY€HBIX  CTEHEHEW»,  YTBEPXKIEHHBIX  IlOCTAHOBJIEHHME




IIpaBurensctsa Poccumiickoit ®eneparmn ot 24 ceHTs0ps 2013 r. Ne@42 (B
PellakiuK C M3MCHCHUSIMH, yTBepXAeHHbIMH IlocTanoBnenwem IlpaBurenscrsa
P® ot 21 anpenst 2016 r. Ne335), npebsaBiseMbiM K JUcCCcepTalMsIM Ha COUCKaHUE
YYEHOU CTeleHM KaHamiaaTa Hayk. B mucceprauuu OTCYTCTBYIOT HEOCTOBEPHBIE
CBElICHUS 00 OHy6HI/IKOBaHHBIX COHCKaTeJIeM yquOﬁ CTCIICHU KaHauIaTa HayK
paboTax, B KOTOPBIX U3/I0KEHbI OCHOBHEIE HAyYHBIE Pe3yJIbTaThl TUCCEPTaAIUH.

Hucceprannonnas pabota «I'enetnyeckas reTEPOreHHOCTD
HCCHHIPOMAJbHOW M HMUTHDYIOIIEHl ee  CHHAPOMAbHOM TYTOYXOCTH»
Muponosuy Onbru JIeoHHIOBHEI PCKOMEH/IYETCs K 3alUTe HA COUCKAaHHE YUEHOM
CTCIICHU KaHAnIaTa MEJMLUHCKUX HaykK Mo creruansHoctd 03.02.07 — reHeTnka
(MeIMLMHCKHE HAYKH) B BHIE HAy4YHOTI'O JIOKJIaza.

3aKioyeHne IPHHATO HA COBMECTHOM 3aceaHHH Y 4eHoro Cosera ®I'BHY
«Menuko-reseruyeckuii HayYHBIA LeHTp uMeHu akagemuka H.IT. BoukoBay.,

IlpucyrcrBoBano Ha 3acenanuu 29 yey. PesynpTats! roocosanus: «3a» - 29

H€IL., «IIPOTUB - HET, KBO3AEPXKAIOCH» - HET, MPOTOKON Ne 5 o1 «22» masg 2019 r.
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