OT3bIB

Ha aBTopedepar auccepranuu Pomanosa I'eoprus [Ipokonbesuua
«MonenupoBaHHe JHHAMHKH PAacpOCTPAaHEHUS ayTOCOMHO-pelecCHBHOM
riayxoTbl 1A THIIA B H30JIHPOBAHHON MOMYJISIIMH Y€JI0BEKA, B 3aBUCHMOCTH
OT aBJICHUS 0TOOpaY
NpeCTaBICHHOW Ha COUCKAaHUE YUEHOM CTENIEH! KaHIuaaTa ONOIOTHIECKUX HAyK
110 crienuanbHocTsIM 1.5.7. — reHetuka, 1.5.8. — MmaTeMaTnyeckas OUoOJIOr s,
OnonHdopmaTHKa.

Pabora Pomanosa I'".I1. mocBsimeHa u3y4eHnto BIUAHUS OPavHOM CTPYKTYpBI
COOOIIECTB TIYXUX JOAeH B IOIYJSIUAM HA JWHAMUKY PpAcCIPOCTPAHEHHOCTH
IIATOr€HHBIX BapuaHTOB reHa GJB2, BBI3BIBAIOLIEH ayTOCOMHO-PELIECCUBHYIO
rioyxoty 1A tuna (API" 1A) y yenoBeka.

BaXHBIM BOIPOCOM SBIAETCS M3y4YeHHE BIHMSHHS HA PACIPOCTPAHCHHE
MyTauui resa GJB2 Takux cormanbHbIX (aKTOpPOB, KaK BOSHHKHOBEHHE IIIKOJ JUIs
TIyXHX JIOJEH ¥ PasBUTHE JKECTOBOTO A3BIKA, OCIAOISIONUINXK JaBIEHUs 0T6Opa 10
HEOJIAronpUsTHOMY IIPH3HAKY W IOBBINAIOIIMX PENPOLYKTUBHbIE BO3MOKHOCTH
DIyxuX Jrofed. B Hacrosiiee BpeMs MOKasaHO, YTO GpakM MeXAy INTyXHMH
IIPOUCXOIAT HE CIyYalHO, a 110 IMPUHIIMITY aCCOPTATUBHOCTHU, YTO B HUTOTE MOXKET
[IPUBECTH K yBEIWYCHHIO 4YacToTel API' 1A B momymsuwmum. VccnemoBanus
3aKOHOMepHocTel pacnpoctpaneHus APT 1A Tuma, IpecTaBIsiOT 3HAYUTEIBHBIH
Hay4HBI ¥ OpakTudecKui mHTepec. OIHAKO, 3TH HCCIENOBAHUS B OCHOBHOM
IPOBOAMINCH HAa OCHOBE JNEMOTPaQUIECKMX M I'€HETHYECKHX NAaHHBIX O IIYXOM
Hacenennn B CIIA, 49ro 0O0ycIOBIMBaeT aKTyalbHOCTH AHANOIMYHBIX
MCCIIEIOBaHUA B paHee He M3YYEHHBIX DETMOHAaX MHpa. YHHUKAIBHOCTH W
aKTyallbHOCTh [TAaHHOW JUCCEPTAllMOHHOM pabOoThl 3aKIIOYaeTcs B U3Y4YECHUH
JaHHOTO ()eHOMEHA B TIOITYJISIIIUY SIKYTOB, KOTOPAsI XapaKTEPHU3y€ETCs IKCTPEMAaILHO
BBICOKOM pacrpocTtpaneHHOCTsI0 APT™ 1A.

B nanHOM pabGoTe aBTOpPOM, BIIEpBEHIE IIPU  TIOMOIIH KOMIIBIOTEPHOI'O
MOJCIMPOBAHUA TpOAHATM3UPOBaHa IMHAMHUKA pacripocTpadeHus APT” 1A tumna Ha
[IPUMEPE HU30JUPOBAHHON IOMYNSLUU SIKYTOB B 3aBUCUMOCTH OT Pa3IMYHOTrO
YPOBHs OpPa4HOCTH U aCCOPTATHBHOCTH CPEIH Ty XWX JIFOJIEH, KOTOPBIE BBICTYIIAKOT
B KagecTBe (hakTopoB oTGopa. B KauecTBe MCXOMHBIX apaMeTPOB MOJEIUPOBAHMS
ObLIM NpPUMEHEHbl NAHHBIE IOIyYEHHBIE W3 IPOBEJICHHOTO aHajIu3a BhIGOPKH
TIyXuxX U ux cubcoB (Bcero 438 uenosex). B BBIOOpKE TIIYXMX HHIUBHIOB
OTPE/IETICH CTIeKTP ¥ YaCTOTa BAPHAHTOB HyKJICOTHIHOH II0CIEI0BATeIbHOCTH FeHa
GJB2. Omnpenenena nojs aCCOPTATUBHBIX OpakoB y INyXWX H paccyMTaHAa
OTHOCHTENbHAs (PEPTHIBHOCTD Y IIyXUX U UX CIBIIANTAX CHOCOB. ABTOPOM TaKKe



HarjsgHO W IIOCJIEA0BAaTEIbHO OIKMCAH alIrOpUTM IporpaMMebl. IIpeacraBnensr u
OOCyXJIeHbl ~pe3yJbTaThl MOJICIHUPOBAHUSA IO TPEM CIEHapusM: 0oTOOP,
ocnabneHHBli  0T6Op, OTCyTcTBHEe oOTOopa. IIpoBenmena  BepudHKaiys
pa3paboTaHHON MOJIEITH.

B aBropedepare muccepranum Pomanosa I'.Il. B mosiHON Mepe pacKpbiTa
aKTyaJlbHOCTh, Hay4YHas HOBHM3HA U IMpaKTHYecKas 3HAYMMOCTH TEMBI
HCCIIeIOBaHus, C(HOPMYIMPOBaHBl €M U 3aJa4d  paboThl, IPeNCTaBIEHBI
OCHOBHBI€ IT0JIO)KEHHUSI, BHIHOCUMBIE Ha 3aIlHTy. '

IToctaBneHHbIE 3a1a4u COOTBETCTBYIOT Lenn UCCIICTOBAHMUS.
CcopmynupoBaHHEIE BEIBOBI CBUAETENLCTBYIOT 00 YCIIEIIHOM BBIMOJHEHHH BCEX
IIOCTaBJICHHBIX 3a1a4 U JOCTHXXEHUH Lelu paboThl. IToaoKeHus, BBIHOCUMEBIE HA
3aIUTY aICKBAaTHbI U CaMOJOCTaTOYHBbI. Lleny 1 3aaun nuccepTaiMonHoi paboTsl
IIOJIHOCTBIO COOTBETCTBYIOT 3asBICHHOM Teme. IlonokeHUs, BBIHOCHMEBIE HA
3aIUTY, MOJHOCTBIO COOTBETCTBYIOT BEIBOJAM. JIOCTOBEPHOCTH ITOTyYEHHBIX
pe3yJIbTaTOB HE BEI3bIBACT COMHEHMH. PaboTa anpobupoBana Ha 2 poccHicKkuX U 5
MEXAYHAPOIHBIX HAyYHBIX KOH(pepeHmsaX. OCHOBHbIE Pe3yIbTAThl IIPEACTaBIEHbI
B 4 CTaThsIX, OIyO6JIMKOBAHHBIX B PELIEH3MPYEMBIX HAYUHBIX XXypHaJIax, BXOISIINX
B ciucok BAK.

Cuwuraro, 9to quccepranuonnas pabora Pomanosa I'.I1. YZOBIIETBOPSIET BCEM
TpeOoBanuaM 1.9  «IloloXeHHs O MpUCYKIAEHUH YYEHBIX  CTENeHeH»
yTBepxeHHoro IlocranoBnenuwem IlpaButensctBa P® or 24.09.2013 No 842,
IpENBABIACMBIM K KaHIMIATCKUM JUCCEPTAlMsAM, a €€ aBTOp, Oe3yCIOBHO
3aCJIy’KMBACT IIPHCYKACHUS MY yICHON CTEIICHH KaH11aTa OHOIOrMIecKUX HayK

II0 crnenuaitbHOCTAM 1.5.7 — re”etuka 1.5.8 — MaremaTudeckas OuoJorus,
OnonHpopMaruka.
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