OT3bIB
Ha aBropedepar auccepranuu Pomanosa I'eoprus [Ipoxonsesnua
«MoaeIMpOBaHHe JUHAMHKH PACIIPOCTPAHEHHS Ay TOCOMHO-PELECCHBHOM IIyX0oThl 1A
THIIA B M30JHPOBAHHOM MOILY /ISIHH Y€JI0BeKa, B 3aBHCHMOCTH OT JaBJIeHHs 0TO0Opay
[IpE/ICTABJICHHOW Ha CONCKAHKE YUCHOM CTEIIeHN KaHuaTa OMOJOTHYECKUX HAYK T10
crenuanbHOCTAM 1.5.7. — reneTrka, 1.5.8. — MaTemaTrueckas Ouosnorusi, OuonHpoOpMaTHKA.

Juccepranmonnas padora Pomanosa ['eoprus IIpoxonbeBuya, MOCBSAINCHA H3YYCHUIO
BJIMAHUS OpadHOi CTPYKTYpPBI COOOIIECTB INIyXHX JIIOJCH Ha JTUHAMHKY paclpOCTPaHCHHOCTH
NaTOreHHbIX BapuanToB reHa GJB2 (Cx26), acCONMUPOBAHHBIX C ayTOCOMHO-PEHECCHBHOM
royxoror 1A tuma (APT" 1A tmma, OMIM #220290). API" 1A Tuma, oOycioBiaeHHas
FOMO3HMTOTHBIMH W KOMIIAYH/I-TETEPO3UTOTHHIMU I1aTOT€HHBIMKA BapHaHTamMu reHa GJB2,
SIBJISIETCS OJHOM W3 OCHOBHBIX IIPHYMH HACJIEJICTBEHHOM IMOTEpH CilyXa BO MHOIHX PETHOHAX
mupa. Panee OBUIO IOKa3aHO, YTO KpPOME OOMIEM3BECTHBIX MOMYJIAIHOHHO-TCHETHYECKHAX
MEXaHH3MOB, Ha €& paclpoCTPaHEHHOCTh MOTYT BIIHSTEH W JIDyTHE MEHEe H3ydeHHBIE (DaKTOpBbI,
HAIpUMep YacThle aCCOPTaTHUBHBIC Opaku MEXITy INIyXHMH JHopMH. [1o100HbIE accopTaTHBHEBIE
Opaxu, OCHOBaHHbIC Ha (PEHOTHITHIECKON CXOKECTH IOJIyUHIH PACIPOCTPAHEHHUE C [OSBIEHUEM
coobrecTB mryxux Jronei (“deaf culture”) u BHeIpeHHEM CIENUAIN3UPOBAHHOIO 00yYeHHs Ha
ocHOBe a3bIKa jxecToB. Cumraercs, uto B CIIIA pacmpocTpaHeHHe acCOPTaTUBHBIX OPaKkoB cpey
rryxux 3a nociegame 200 JeT IpHUBENO K 3HAYUTEIBHOMY DPOCTY PaclpOCTPaHEHHOCTH
HACJIEICTBEHHOM IMOTEPH Cliyxa, OOYCIOBIIEHHON OWae IbHBIMU IIaTOT€HHBIMH BapHAHTAMHU
rera GJB2. BeposTHO, 3TOT (peHOMEH CBsI3aH CO CHHUIXKCHUEM JIaBJIEHHs 0TOOpa IPOTUB TaKOI'O
HeOJIArONMpPUATHOTO IIPU3HAKa KaK TJIyXO0Ta, ITOCKOJBKY acCCOPTATHBHBIE OPaKH IOBBICHIIM
PEIPOIYKTHBHBIE BO3MOXKHOCTH (“genetic fitness™) riiyxux JoJeH, KOTOpbIE 0 3TOro ObLIA
CHIDKEHEI, B KJIaCCHYECKOM MOAXOJIEC JUIS OMpPEACTICHUs MOJOOHBIX MEXaHH3MOB (DHKCAllUH B
MOIMYJISIIAN HEOJIAarOMPUATHBIX PU3HAKOB TPeOYIOTCS ATUTENIbHBIC HAOMIOACHUS B JMHAMUKE,
BKJTIOUAIOIKE OOMMPHBIH MaccwB JaHHBIX. OJHAKO, C [PHUMEHEHHEM KOMIILIOTEPHOM
CHMYJISIIIMH, TOMO0HBIE MEXaHW3MbI, BO3MOXHO, HWICHTH(QUIMPOBATH C MEHBIIMM O0BEMOM
JIAHHBIX ¥ 38 MEHBIIAN IPOMEXYTOK BPEMEHH, 4T0, 0€3yCI0BHO, 00yCIaBINBAET AKTyaIbHOCTE,
U Ielb TPEJICTaBICHHOW JUCCEPTallMOHHON palboThl, 3aKIIOYAOMIEHCS B MOJICIMPOBAHUH
nuHamMuku pacmpoctpaderust APIT 1A Tuna, B 3aBHCUMOCTH OT HHTEHCHBHOCTH JE€HCTBHA
0TOOpa B U30IMPOBAHHON MOIYJISIIIUK YEJIOBEKA.

B aBtopedepare mauccepranuu Pomanoa ['eoprust ITpoxombeBuua oxapaKTepH30BaHbI
OCHOBHBIE AJTOPUTMBI PEATM3alMH KOMIIBIOTEPHON MPOrpaMMBbl, OCHOBAHHBIE HA CHCTEMHBIX
JAaHHBIX. Tak, HarmpuMep, JUIS ONpeneIcHus pedepeHCHONH MOMy IIIUU ObLI IIPOBEICH aHalU3
pacrpoCTpaHEeHHOCTH $I3bIKa XkecToB B Poccun. 3arem, B pedepeHCHOM MOMyJIsiK Ha BEIOOPKE
IIyXuX W uX crOcoB (Bcero 438 uenoBek) ObLIA OIpesesieHa 0 acCOPTAaTUBHBIX OpakoB IO
[JIyXOTe, YCTAQHOBJICHBI DEIPOJYKTHBHBIE BO3MOXKHOCTH TIIyXHX II0 CPaBHEHHIO C HX
CABIIAIIAME CHOcaMH (OTHOCUTENIbHAsS (EepTHUIIFHOCTh) M OIpPENeNIeH BKJAJL IaTOT€HHBIX
BapuaHToB TreHa (GJB2 B 3THOJOIrHIO notepu cityxa. lloidydeHHBIe JaHHBIE JIETJIH B OCHOBY
CTapTOBBIX 3HAYECHWH JUIs pa3pabOTKH areHTHO-OPHEHTHPOBAHHOMW MOJENIU JIHHAMHKH
pacnpocrpanenuss AP[' 1A Tuma, B 3aBHCHMOCTH OT HWHTEHCHBHOCTH JaBJEHHS OTOOpa IO
[JIyXO0Te, KIIFOYEBEIM aJTOPUTMOM KOTOpPOH SIBJIsieTCs BBIOOP OpadHbIX IIAPTHEPOB M CO3HaHHUE
HOBOTO ITOKOJICHHSI arcHTOB Ha OCHOBAaHWH T'€HOTHIIOB POJIUTEIILCKHX arcHTOB H3 TEKYIIETO
MOKoJIeHws. [lpaBWiibHas peaim3anus ajropuT™Ma MOJEIH Obula  BalMIWpOBaHA |
BepU(DUIMPOBAHA TPH IIOMOLIA BOCIPOM3BEIECHHUS PETPOCIEKTUBHBIX NAaHHBIX. Pe3ynbTarsl
MOJICJIUPOBAHKS MIPEJICTABICHBl 110 TPEM Da3IMYHBIM IIOMYJSI[MOHHBIM CLeHapusaM (0Toop,
ocnabneHnbii  oTbop, oTcyTrcTBHe oTOOpa). TakwMm o00pa3oM, TeopeTHdecKas HOBH3HA
MPE/ICTaBICHHON JUCCEPTAMOHHON paOOoThI, 3aKIOYAeTCs B TOM, YTO BIIEPBBIE C IIOMOIIBIO
KOMIIBIOTEPHOTO MOJIE/IMPOBAHMs OBUIH TOJYYCHBI HOBBIC CBEICHHS O XapakTepe BIIMSHUSA
aCCOPTATHBHBIX GPAKOB HA PACIPOCTPAHEHHE OMHON U3 HOPM ayTOCOMHO-PELIECCHBHOM MOTEPH
cryxa (AP 1A Tuma) B M30JIMPOBaHHOW NOMyJSAIuM dYeiaoBeka. ClledyeT OTMETUTh, 4YTO



[IOJIyYeHHbIE B PaboTe JaHHBIE MOTYT OBITH ITOJIC3HBI HE TOJBKO UL HUMHTAIUH JIaBICHUS
oTbOpa MO0 HEONArONMPHSITHEIM IMPU3HAKaM, HO W IMPEACTABISIOT ONPEACICHHBIA HAyYHBIA U
IIPaKTHUYECKUH HHTEpeC I T€HETHKO-3NUIEMHOIOIMYECKUX, FCHETUKO-AeMOrpahuyeckmx u
MOJIEKYJIIPHO-TE€HETHUECKUX HCCIIEOBAHUM HAC/IEACTBEHHBIX 3a00JIEBaHUM YeIOBEKa M MOTYT
GBITH HCIIOIB30BAHBI IS Pa3pabOTKU JIEKIMOHHBIX M IIPAKTHYECKHX KYPCOB 110 MEIHMIIMHCKOH
TEHETHKE.

B memom, B aBTOpedepare nmuccepranmum Pomanosa I'.II. B mosiHOH Mepe packpeita
aKTYaJIbHOCTh TeMBI, CHOPMYIUPOBAHEI IIeIb U 3a]a4d paboThl, 000OCHOBAHbI Hay4YHas HOBH3HA
U TIPaKTHYECKas 3HAYMMOCTB, ITPEJCTABICHBI OCHOBHBIE IIOJI0)XKEHHUS, BEIHOCHMBIE Ha 3alUTY.
BBIBO/IBI a/IeKBAaTHBI Pe3yJIbTaTaM U COOTBETCTBYIOT IIOCTABJIEHHBIM 3aJadaM. JJoCcTOBEpHOCTL U
000CHOBAHHOCTH ITOJIYYCHHBIX PE3yJbTATOB, HE BBI3BIBAET COMHEHHM, IOCKOJBKY KIIFOUEBBIE
pe3ysbTaThl HCclIenoBaHus ObUTH omyOiukoBaHbl («I'eHeTHka» M «MeIuIMHCKAs I€HETHKa»,
«Plos One» m «Biology-Basel») u mnpencraBiaeHbl Ha MEXIYHAapOIHBIX H POCCHHCKHX
KoH(epeHIwsIX, BKIOYas MacmrabHble Hayunble Meponpusatus (VII cwesn Poccuiickoro
o0IecTBa MeUIMHCKUX TeHeTukoB, European Human Genetics Conference 2015; 2016; 2022).

Cuymraro, 9ro jmuccepranmuonHHas pabora PomanoBa [I'eoprus IIpokxombeBnua,
cootBeTcTBYeT TpeOoBanmsiM 1. 9-11, 13-14 «IlonoxxeHuss 0 NPUCYKAECHUN YUEHBIX CTEIICHEH)
(ITocranosnenue IIpaButenbctBa Poccuiickoit @enepanuu ot 24 centsadps 2013 rona Ne842, B
pen. IMocranosnenmit [lpaBurenscrea P® ot 30.07.2014 Ne723, or 21.04.2016 Ne335, ot
02.08.2016 No748, ot 29.05.2017 Ne650, ot 28.08.2017 Ne1024, ot 01.10.2018 Nel168, ¢ usm.
BHeceHHBIMH  Perrerwem  BepxoBHoro cyma P® ot  21.04.2014 NeAKIIM14-115,
[ToctanoBienwem IIpaButensctBa P® ot 26.05.2020 Ne751), a ee aBTOp 3aCiy)XKHBAeT
[IPHUCY)KICHUS YICHOW CTEIICHH KaHu1aTa OMOJOrHUeCKUX HayK 110 HCKOMBIM CIIELHAILHOCTSM.

Coracen Ha cOop, 00paboOTKy, XpaHEHHE U Iepefady MOHX [E€PCOHAIBHBIX JaHHBIX B
pabote muccepranponHoro cosera 24.1.239.01 (/1 003.011.01) ra 6aze ®I'bHY «DenepanbHblii
UCCIIE0BATEeNbCKAN TeHTp MHCTHTYT LUTONOTHM M TeHeTHkH CHOMPCKOro OTIEIEeHHs
Poccuiickoil akaneMuu HayK».

PykoBourens tabopatopuy TeHOMUKH OpQaHHBIX O0oIe3HeH
HWU memunuHCKOM T€HeTHKH

OI'BHY «ToMmckui HAIlHOHAIBHBIA HCCIIEIOBATEIECKUAM
MEIUIMHCKUHN 1eHTp Poccuiickolt akageMun HayK»
KaHIUIaT MEIUIUHCKUX HAYK

/Cxpsioun Hukomait AnekceeBuy/

CBenenusi 00 aBTope 0T3bIBA:

OUO: Cxpstona Hukomnail AnexceeBud
Vyenas cTeneHs (CHeNHaTbHOCTD ): KaHTUIaT MEAUIIMHCKUX HayK (TeHEeTHKA)

JIoDKHOCTB: PyKoBOAMTEIb TA00pATOPHH T€HOMUKH Op(haHHbBIX O0JIe3HEH

Mecto paboTsr: HaywHo-rccIe10BaTeIbCKUAN HHCTUTYT MEIUIIMHCKON reHeTuky DenepaibHoro
rOCYIapCTBEHHOTO OO/KETHOTO HAYYHOTO YUpeKAeHUs « TOMCKUH HAllMOHAIbHBIH
HCCIIEA0BATENLCKUN MEIUIIMHCKUHN IEHTP POoCCHiicKOl akaieMUn HAyK»

Anpec: 634009, r. Tomck, nep. KoonepaTuBHbIN, 10M 5.

Ten/daxe: +7 (3822) 51-10-39

Caitr yupexxaenus: http://www.medgenetics.ru/

Jlwunenit E-mail: nikolay.skryabin@medgenetics.ru

HOIIHHCL Cxpnouna Hukonas A.ﬂelcceeana 3aBepsIo:

/bouapoBa AHHa BiagumupoBHa/

Jara: 28.10.2022 1.






