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Ha aBTopedepar AuccepTarorHoi paborsl bansi-Xoo Maputs! Cepreesust «M3yuenune
MOIICKYJISIPHBIX MEXaHH3MOB K PaCIIPOCTPAHEHHOCTH HACIeICTBEHHOM TITyxoThl B PecriyOnuke Trisay,
IIPEJCTAaBICHHON Ha CONCKAHNE YYEHOH CTEeNEeHN KaHau1aTa OMOIOTHICCKUX HAYK
o creruanbHoctd 03.02.07 — reHeTHKa

Huccepramuonnas padora banp-Xoo M.C. mocssineHa aHalim3y reHeTHUECKAX HapyLIEHUH B
rege GJB2 y nanueHToB u3 PecrnyOnuku ThIBa, CTpajarommuX HECHHIAPOMATBHOM HeHpPOCCHCOPHON
TYroyxocteto. Kpome ToOro, JuccepTaHTOM BBINONHECH BMHACMHOJOIAYCCKUM aHAN3 HapyLIeHHUH
cmyxa y kurened TyBel U co3jana ejnuHas Oa3a JaHHBIX O OOJBHBIX € PA3IMYHBIMH (HOpPMaMH
TYTrOYXOCTH/TITyXOTBl. B HOIONHEHHE K MOJEKYIAPHO-TEHETHYECKHM HCCIENOBAHMAM MONYYEHE! H
IPOaHAIM3UPOBAHBl COLUO-AEMOrpadUueCcKie XapaKTCPUCTHKUA M OIEHEHA CTENEHb COIMAILHON
aJlalTalluy JIOJeH ¢ moTepe ciayxa B Pecriybnuke TreiBa. Bes ata pasnocroponusis pabota mposesieHa
BIIEPBBIE B peclyOmMKe K sBiIseTcs (GYHIAMECHTAINBHON OCHOBOM Ul OpraHu3anvu JalbHedmei
JMArHOCTHKY ¥ MPOQHIAKTUKY HACIECTBEHHON TYrOYXOCTH B HCCIIEAOBAHHOM PETHOHE.,

B pamkax paGoThl IPOBECHO ACTATBHOE UCCICOBAHNE TIEPBUYHOM CTPYyKTYpHl reda GJB2, ¢
IIPUMEHCHHEM METONA PECEKBEHMPOBaHMs 10 CoHrepy, BBIABICHO IIATh IIATOTEHHBIX MyTallMi u 4
HOIMMOPQHBIX BapHaHTa 9TOTO TeHa. JIMCcepTaHTOM OmpeleNeHO, YTO OAHOHYKIIEOTHAHAS 3aMeHa
¢.516G>C (p.W172C) sBnsercs MaXOpHOH; JaHHAas 3ameHa W Mytanms IVS+1G>A cocTaBnsior
nojasigoniee 0oabIHHCTBO (~ 90%) cpenn BceX OOHAPYKCHHBIX MYTAHTHBIX Xpomocom. Cresyer
OTMETHUTh, yTo MyTanus p.W172C Gbuia BHEepBBIE BBIIBICHA Y OJHOTO M3 AITANCKHX MALMEHTOB C
Tyroyxocteto [Posukh et al., 2005], 3atem y omHoro u3 534 monronsckux mamuenTos [Tekin et al.,
2010], Torga kak I TYBHHIIEB, Kak nokasana bajei-Xoo M.C., 5Ta maroreHHas MyTalys COCTABIET
Oonee 50% Bcex oOHapY)XK€HHBIX MYTaHTHBIX ajieneidl. B memoM, maroreHeTHYeCcKui BKIam MyTammi
reia GJB2 B 5THOJIOTHIO HEHPOCEHCOPHOHM TYrOyXOCTH i TYBHHIEB cocraBuil 18,8%; manwmdue
CEMCHHBIX HCTOPHH TYroyxocTH HpH oTcyrcTBUH GJB2-MyTanuifi roBOPUT B IONB3y TOLO, YTO
UMCIOTCS ¥ IPYTHE I'€HBl, aCCOLMUPOBAHHBIC C ITOM [ATOJNIOrUEH Y TYBHHIIEB.

Hayunas HOBHM3HA NPE/CTABICHHON K 3aluTe AUCCEPTALMH OOYCJIOBIEHA KaK IPOBEACHHEIM
BIEpBLIc B PecnyOnuke ThIBa MONEKYISIPHO-TEHETHUECKMM apanu3oM rena GJB2 na GonbImoi
BBIOOPKE KOPEHHBIX Jkureneil (moutn 200 4yenoBeK) W BBISBICHHEM OCHOBHBIX MyTanmii: p.W172C,
IVS+1G>A, xapakTepHbIX Ul JAHHOTO PETHOHA, OIPENCICHUEM YaCTOThI HMX TETEPO3HUTOTHOIO
HOCHTEJILCTBA B IIONYJSMMOHHONW BBIOOPKE TYBHHIEB, TaK W NAHHBIMU JIETAJIHHO IPOBEICHHOTO
SNUJCMHUOJIOTHIECKOTO aHalIK3a BCEX PaOHOB PECIyONMKH, @ TakKe IMOJY4YeHHOU BIEPBLIE COIMO-
JemorpaduUueckod XapakTepUCTHKON coo0IecTBa MIyXuX Moael B Pecybiuke TriBa.

Hcxons m3 Beero mepeunciIeHHOro, CUNTAI0, YTO MPEACTABIeHHas K 3aIUTe JUCCEPTAlMOHHAs
pabota banel-Xoo M.C. saBngeTcss BAXKHBIM B TECOPETHUESCKOM H [IPAKTHYECKOM IUIAHE UCCIIE/IOBAHHEM,
BBITOJIHCHHBIM Ha BEICOKOM METOIMYECKOM YPOBHE, U COOTBETCTBYET TPECOOBAHUAM, IPCIBIBIAEMBIM
BAK, a ee aBTop 3aciyXuBaeT HPUCY)KACHHS CTCIIEHM KaHAWAATA OHOJOTMYECKHX HAyK IIO
cuernansHoctH 03.02.07 — renernka.
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