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Ha apTopedepar quccepTaUN
Januabuenko Banepun KOpbeBHbBI
«AHAJIN3 TEHETUYECKOI'O KOHTPOJISI HACJIEJCTBEHHOM IOTEPU
CJIIVXA B IOIIYJIAUAX PALA PETUOHOB CUBUPH»,
MpeIcTaBJeHHol Ha COMCKAaHUe YUEHOI cTeneHd KaHInIaTa OHOTOTHYeCKUX HAYK
no cnenuaJabHoOCcTH 1.5.7 — reHeTHKA

[Toreps coayxa (moaHas WIM YacTUYHAS) SBISETCS BaXKHOW MeEIMKO-COLMAILHOM
1IIpOBJIEMOM, TOCKOJIBKY CYLIECTBEHHO CHHMKAET KAa4eCTBO YXU3HU OOJIBHBIX, TpeOyeT GONbIIMX
MATepPUaTbHBIX 3aTpAT CeMbH M TOCYyJapCcTBA JUIL OKasaHusi OOJBHBIM KOMILUIEKCHOH
MEIVIMHECKON U COLMANIBbHO OPUEHTHPOBAHHON ITOMOIIH.

M3BeCTHB IIAPOKOE pasHOOOpa3sHe TEHeTAYECKHX IIPHYMH W  HEpaBHOMEpHas
IPEACTABIICHHOCTH OT/IEIbHBIX HACTIENCTBEHHBIX (POPM MOTEPH ciIyXa B pa3sHbIX PETHOHAX MHUpA.
TourbI MENMKO-T€HESTHYECKNIT AHArEO3, NMOCTABIECHHBIA CBOSBPEMEHHO, BAXKEH IPH MEIUKO-
PEHeTUYECKOM KOHCYJIBTHPOBAHMM OTATNOLIEHHBIX CeMEH M No3BoJIsseT Ooyiee YCHEIIHO
INPOBO/IUTH A0WIHATALNI0 OONBHBIX C IOTepei cyxa, 0OCOOCHHO B paHHEM JETCKOM BO3DAcCTE.
JlatiHble O pacTIipOCTPaHEHHOCTH OTAENBHBIX (QOPM HACIEACTBEHHOW IIYXOTHI B Pa3sIMYHBIX
pErAOHax BaKHBI 1S PazpaboTKM M BHEADEHHS B IPAKTHYECKYIO MEIMIUHY ONTHMAJIbHBIX
arroputMoB JIJHK-auMarsocTuku. B cBa3m ¢ atum, auccepranmosHas paGoTa J[aHMIBYEHKO
Banepun FOpbeBHBI, NOCBAILEHHAS YITyONEHHOMY MOJIEKYJISPHO-TEHETHYECKOMY H3Yy4EHHIO
HACIENCTECHHBIX (OpM NOTEpH ciayxa y HaceneHus PecnyOiuk TeiBa u Aunrtaii, sBiseTcs
aKTyallbHOH M UMEET BAXKHOE TEOPETHUECKOE U ITPHKIAIHOE 3HAYCHHE.

B auccepramvornno#t pabore J[lamwsbyenko B.IO. 6bumio  BeiBieHO, uto 28.2%
00C/IeJOBAaHHBIX TYBUHCKHX OOJNBHBIX C HOTEpel CiayXxa UMET MyTauud B reHe SLC26A44
(nenapus). MyTtaumu 3TOro reHa MOTYT NPUBOAUTH K HECHHAPOMAIIBHOW (M30JIMPOBAHHOMN)
noTepe ciyxa, a Takke K cunapoMmy [lemapena, coueraromero moTepro ciayxa u 3abosieBaHHS
DU TOBAHOM JKenesbl. M3secTHO, uTo y OOMBHBIX ¢ MyTamusMu reHa SLC2644 MOTyT Taxke
BLISBIATECH, € TOMOWBK KoMIbrOTepHOA Tomorpaduu (KT) BaCOUHOH KOCTH, aHOMAIHH
CTPYKTYp BHyTpeHHero yxa. B pabore [ammimbuenko B.FO. mpuopsates pesynsratel KT,
TPOBEAEHHON Y TYBMHCKUX OOIBHBIX ¢ MyTauusmu rena SLC26A4, KOTOpbIE MOKA3ajH, 9TO Y
abcoMmoTHOro OOJBIIMHCTRA U3 HUX HabNIO#ancs pacUIMpeHHBIA BOJONPOBOA IIPEUIBEPHUS
(EVA). Kpome toro, m3 panHo#t paboTsl ClieayeT, 4TO 00A3aTeNbHBIM YCJIOBHEM IPH
obcrnenoBanuy OOMBHBIX € IOTEped Cilyxa, Bb3BAHHOM MyTammsmu reHa SLC26A44, sBnsercs
HAlpaBJIcCHUEe Ha JIOIOJIHUTEIbHEIE HKCCIeI0BAHUS IIMTOBUIHOU JKeIe3bl M KOMIUIEKCHBIH
II0AX0M B NeUeOHBIX MEPONpHATHAX AN TakuxX manueHroB. Cpead BceX MyTaudii IeHa
SLC26A4. obHapyXKeHHBIX Y TYBHHCKHX OOJBHBIX, Ipeobiagaer MyTtamus c.919-2A>G,
oGHapyKeHbI TAKXe JPYyTrHe MyTallly TOTO I'eHa, KaK y)Ke M3BECTHbIE, TaK M HOBEIE. MyTamus
c.919-2A>G wmveer TaKxe BBICOKYIO DaCIpPOCTPAHEHHOCTH ¥ Yy 3I0POBOTO TYBMHCKOTO
HaceneHNs — OHa obHapyxena y 5.1% obcnenoBaHHBIX. B 3akiioueHne, aBTOp, Ha OCHOBE
COOCTBEHHBIX PE3y/ILTATOB ¥ Oonee paHHUX PaboT ee KOJUIEKTHBA, NeNIaeT BaXKHBIH BBIBOJ, UTO Y
TYBUHIIEE CYMMapHAas FCHETHYECKAs KOMIIOHEHTAa B 3THOJIOTHH NOTEpH ciryxa coctaBuia 50.5%
(Mytanuu B redax SLC2644 u GJB2). ABTOpOM TakKe INPOBENSH CPaBHMTENIBHBIM aHAH3 C
OonbueiMu u3 PecnyOmuxu Anraii: y antaiickux GOJBHBIX 3TOT IIOKa3aTedb cocTaBul 34.5%
(MyTauuy B resax GJB2, RALI, OTOF, SLC26A44).

Taxum oOpasom, pe3ynbTaTel AUCCEpPTANMOHHONW paboTel Jlanmnpdenko B.JO. BHocAT
CYVUICCTBSHHBIM BKJIAN B [OHMMAHME CTPYKTYpHl TIpy3a HACIEICTBEHHONW MATOJOTHH Y




TVBHHCKOTO HACSICHMSI ¥ KMEIOT OO0NbINOe 3HAYEHHE Ui JSIDAEMMOJIOIHYECKOH OLIEHKH
HapylleEud ciiyxa B nonymrduuu PecniyOnuxu Tema. Kpome Toro, B pesyiasTaTe DaHHOTO
MCCleloBaHus OblI ompenenieH crexTp Mytauui reHa SLC2644, nHaubonee 3HAYMMBIX IS
cnemudmaeckoi JHK-nuarsocTuky norepu cinyxa y Hacenenus Pecrny6nuku TriBa.

B uenom, MOXHO 3aKmouUTh, YTO pabora JaHmisyenko Banepuu HOpreBHBI BEINOIHEHA
HA BBICOKOM HAay4HOM M METOAMYECKOM YPOBHE, HMEET BaXKHOE TEOPETHYECKOE W MPUKIIaTHOE
sHageHue. Pesyabrarst paboTe! onyOauKoBaHbI B 7 CTAThAX B HAYUHBIX XKy pPHATAX, BKIOYEHHBIX
B nepederb BAK, B 0/1HOH r71ase B MoHOrpagud, u ObUTH NPeICTARICHBI Ha MEXIYHAPOIHBIX U
poccuickux KOHQEPEHIUSK.

Taxnm oOpasoM, s cuMTaro, 4TO NMPENCTABIEHHAs K 3allMTe JUCCEPTallMOHHas pabora
Jaununsuenxko  Banepum  Kpseasi  «AHAJIU3 TEHETUYECKOIO  KOHTPOJIS
HACJIEJICTBEHHOM TTOTEPU CJIVX B IIOMNYIIALUIX PSJIA PETMIOHOB CUBUPU»
IMOJTHOCTEIO COOTBETCTBYET Tpebopanusm BAK Poccum, nmpeapsBnseMbM K JUcCepTalusM Ha
COMCKaHMe CTENEHH KaHIuJara OHOJIOTHYecKHX HAYK, a ee aBTOp 3acCily’)KHBAeT MPHCYKICHUSL
CTEIICHU KaHauaara OHOIIOTHYEeCKHUX HayK 110 CIICUANBHOCTH 1.5.7 — reHeTHKa.
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