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HACJIEJICTBEHHOM I''TYXOTBI B PECITYBJIUKE THIBA»
npezncraBieHHOH B qucceprannoHHbii coet /[ 003.011.01 Ha 6a3e denepansHOrO
rOCYAapCTBEHHOT0 OI0DKETHOr0 HayqHOT0 yupexxaeHus «DenepaabHbli HCCIeA0BATEIbCKHM
neHTp UHCTHTYT miuTostorun u reHetuku Cubupckoro otaenenus: Poccuiickoit akanemMun
HayK» Ha COUCKaHUE YUCHOH CTENeHN KaHauaaTa OM0IOTHYECKUX HAYK 110 CIIEIHAIbHOCTH
03.02.07 — reneTHka.

Huccepranmmonnass pa6ora banb-Xoo Maputel CepreeBHbI MOCBSIEHA H3YUYCHHIO
HACJIEACTBEHHOM TINIyXOTbl — I€HETHYECKH T'e€TEpOTreHHOMY 3a00JIEBaHHIO, C MHOXECTBOM
M3BECTHBIX HA CErOHSIIHUN J€Hb MOHOTEHHBIX U MYJIbTH(AKTOpHATBHBIX (hopM (0Koio 300-
400 cungpomoB, u 0koyi0 140 reHETHYECKHUX JIOKYCOB acCCOLIMUPOBAHHBIX C HAPYIICHUSIMH
cayxa). HecmoTps Ha ImHpokoe pa3HOOOpa3He TI'€HETHYECKOrOo KOHTpOJIL HapyIIeHHH
CIlyXOBOH (YHKIIMM y YEIOBEKa, M3BECTHO, YTO HAMOOJNBIIMHA MAaTOTCHETHYECKUH BKJIAA B
Pa3BUTHE M30JIMPOBAHHOM MOTEPH CITyxa BO MHOTUX HOMYJISAIUAX Mupa umeer reH GJB2 (gap
junction protein, beta 2, 13q11-q12, MIM 121011), xoxupyrommit TpaHcMeMOpaHHBIH Gelok
koHHeKcHH 26 (Cx26, MIM121011). B pernonansHOoM MacmTabe, BaXXHBIMH 3aJadaMH
SBJISIIOTCS TTOJYYCHHE OL[CHKH FeHETHUECKOH KOMITOHEHTHI B 3THOJIOTHH TYTOYXOCTH/TITyXOTBI
y HaceleHHS U BhIIBIEHHE OCOOEHHOCTEH paclpoCTpaHEHHOCTH pasiMuHBIX (opM
«TEHETHUYECKOM TIyXOThI». B CBS3M ¢ 3THM, OCOOEHHO aKTyaJbHBI HCCIIEOBAaHMS B PaHEE HE
U3y4YEeHHBIX PErHOHaX MHpa, HalmpuMmep, Takux Kak teppuropus Cubupu u llenTpamsHOH
Asun. Panee mo Bxiany wmyramuii reHa GJB2 (Cx26) cpenu BBIOOpOK MAaIMEHTOB C
HApYIICHUSIMA CITyXa M3 3THX PETHOHOB MOJAPOOHO OBUTH OXapakTepu3oBaHbl PecryOimka
Anrait [Posukh et al.,, 2005], Pecnybmuka Caxa (Skyrusi) [Barashkov et al., 2011] mu
TeppuTopusi coBpeMeHHON Monrommn [Tekin et al.,, 2010]. M3ydeHue HacneICTBEHHOH
ryxoTel B PecriyOnuke ThiBa sIBIsiETCS JIOTHYECKMM MPOJOJDKEHUEM HMCCIENIOBAHUN CpeIn
nomynsiiit CHOMpPH, YTO TO3BOJISIET 3aKPBITh MHOXKECTBO «OENBIX IATEH», KaCarOIIUXCSH
BOITPOCOB 3MTHIEMHOJIOTHH HACICICTBEHHOH TITyXOThI, B 0COOEHHOCTH (hopM 00YCIIOBIEHHBIX
MyTamusiMd reHa GJB2 (Cx26). B ¢BI3W ¢ 9THM, CYATAIO, YTO IWCCEPTALIHOHHOE
HCCJICIOBAHUE, IIEJIBIO KOTOPOTO SIBJISUICS STHAEMHOJIOTHYECKHH aHaIM3 CITy4acB HapyIICHUs
CcllyXa U OIleHKA TeHETHYECKOU KOMITOHEHTHI B HX 9THOJIOTHH y HaceneHus Pecriy6nuku TeiBa
ABJIICTCS. KpaifHe aKTyaJbHbIM M COOTBETCTBYET OOIIEMHPOBOMY YPOBHIO Da3BHTHs
TOITYJIIITAOHHON M METUITMHCKON T€HETUKH.

B aBropedepare mocraTouHo MOAPOOHO OXapakTepH3oBaHA BBIOOpKa HCCIIECIOBaHUA
cocrosiasl, MPEHMYIIECTBEHHO W3  KOpPeHHOro HaceneHuss PecmyOmmkm — Treisa,
HacuyuthBaromas 201 mamuMeHTa ¢ HapyIICHUSMH cilyxa B 121 MHIUBHIA U3 KOHTPOJILHOM
rpynnsl.  [TogpoOHO ONMUCHIBAIOTCS METOMABI MCCIEJOBaHMS, BKIIOYAIOUIME HE TOJIBKO
TPaIUIIMOHHEIC: STHASMHOIOTHYCCKUN, CerperalliOHHBIA M CTATUCTHYECKUH METOJIBI, HO U
COBpPEMEHHBIE MOJIEKYJISIPHO-TEHETHYECKHE METOBI HCCIIEI0BAHNUSI.

. Cumraio, 4YTOo TIOJNyYeHHBIE aBTOPOM pE3YyJIbTaThl SBISIOTCS IOCTOBEPHBIMH |
OPUTMHAIILHBEIMH W HE OCTaBISIOT COMHEHMH B Hay4HOHl HOBHU3HE TIPOBEICHHOTO
JIMCCEPTAIMOHHOTO MCCIIeIOBaHMsI. ABTOPY BIEPBBIE B MHPE YIAJOCh YCTAHOBHUTH MPUUHHY
OJIHOM M3 a/IeNbHBIX (JOPM HACTeICTBEHHOM IOTEpH CilyXa, BCTPEYAIOUIEHCS B IOIYJISIIAH
TYBHHIIEB — AyTOCOMHO-pElieCCHBHON TiyxoThl 1| A Ttuma (MIM220290), o0ycrnoBiIeHHO#H
romo3uroTHoit mytarmeit ¢.516G>C (p.W172C) rena GJB2 (Cx26). IHTEpECHO OTMETHTH,
YTO B MHpE JaHHas MyTaius ObUla OIMCaHa paHee TOJbKO B OJHOM HCCJICIOBAHHU Y
nanyeHTa u3 MOHTOJIMH B KOMITAYHA-T€TEPO3UTOTHOM COCTOSHHH € APYrof MyTalen reHa
GJB2 — ¢.299-300delAT [Tekin et al. 2010]. B pa6ote Maputel CepreeBHBI OIUCHIBACTCS
JIOBOJIBHO MHOTOYHCIICHHass BBIOOpKa mareHToB (17 WHAMBHIOB) TOMO3WIOTHBIX IO
¢.516G>C (p.W172C), 4TO CBHAETEIBCTBYET O JIOKAJIBHOM PAaCIpPOCTPAHEHUH ITOH PEIKOM



myTtanuu reia GJB2 B Pecniy6uke ToiBa. [lomyueHHbIE aBTOPOM pe3yJIbTAaThl XapaKTEPU3YIOT
peruoH FOxHo#M Cubupu kak HauOGosee KPyNHBIM M3BECTHBIM HA CErOMHSIIHMA JIE€Hb MHPOBOM
knmactep BerpedaeMoctd  ¢.516G>C  (p.W172C). Kpome Toro, ¢ HCHOJIB30BaHHEM
neMorpauuecKiuX M COIHOJOTHYECKHX MOJXOJ0B aBTOPY YAAIOCh COOpaTh yHHKAJIbHBIA
MaTepual M0 CTPYKType OpakoB M pPENPOAYKTHBHBIM BO3MOXHOCTAM TIIIyXHX JIIOAEH B
Pecrry6inke ThiBa. OdeHB NPHATHO, YTO B HaHHOM paszaeie paboTel Maputhl CepreeBHBI
CBEICHUS O [NIyXHX JIIOJSIX MIPUBOIATCS, HE TOJIBKO KaK O MAaIlMEeHTax, HO ¥ KaK 00 OTIeIbHON
conuaibHOU rpymnme - coobmectBe riuyxux moxaed (deaf culture), ¢ reHeTHyeckoll TOUYKH
3PEHHsI XapaKTEPH3YIOIMX UX KaK OTACIbHYIO CyONOMy IAIHOHHYIO CTPYKTYpY.

[TpakTrueckass 3HAYMMOCTH pabOTBI 3aKIIOYAETCS] HE TOJNBKO B BO3MOXKHOCTH
BHenpeHus dpdexTrBHBIX MeTo10B JIHK-tHarHocTHkn ayTOCOMHO-PEIECCUBHOM TTyXOTHI 1
A THma, YTO OYEHb BAXHO JUIS MEIUKO-TEHETHYECKOTO0 KOHCYJIBTHPOBAHHS, HO U
IOTEHIMATBHOH BO3MOXKHOCTH HCIOJIB30BAaHUS IOJYYEHHBIX PE3yJIbTaTOB I pa3paboTKH
MaTeMaTHYECKHX alTOPUTMOB 110 MOJCIHPOBAHMIO pACIPOCTPAHEHUS HA TEPPUTOPUHU
PeciyOnmuku  TeiBa HacleACTBEHHBIX (OpM TOTEepH cClyxa, 4YTO HaBepHska Oyner
BOCTpeOOBaHO MPH PEIICHUH MTPAKTUYECKHUX 3a/1ay 110 OpraHU3alluy 3pPaBOOXPAHECHHUS B 9TOM
peruone PO.

B aBTopedepare naHa oOmias XapakTepUCTHKa pabOThI, pacKpbiTa akTyaJlbHOCTB
BBIODaHHOU TEMBI, YETKO C(HOPMYIMPOBAaHBI LENH U 3aa4d HCCIeIOBaHHs, 0OOCHOBAHBI
Hay4yHass HOBHW3HA W MpPAKTUYECKash 3HAYUMOCTh, MPEICTABICHBI OCHOBHBIE IIOJIOXKCHHS,
BBIHOCHMBIE Ha 3amuTy. HecMoTps Ha To, 4To B aBTOpedepare HMEKTCS HEKOTOPHIE
HETOYHOCTH — PEIIKHE TpaMMaTHYeCKhue OIHOKM (Tak, HalpuMep, B TEKCTe aBTropedepara
Ha3BaHWE MyTalMHk caiiTa crulaiicuara resa GJB2 paercs B pasHBIX BapuHaHTax -
c.IVS1+1G>A u IVS1+1G>A), pabora, 6€3yCcOBHO BBINOJIHEHA HAa BEICOKOM METOANYECKOM
YPOBHE.

[IpuHrMasT BO BHHUMaHUE AaKTyaJIbHOCTh TEMBI JMCCEPTAllMM, IOCTOBEPHOCTH U
Hay4yHYIO HOBU3HY pe3yJbTaTOB, UX HAYYHO-IPAKTHYECKYIO 3HAYUMOCTD, CYUTAIO, YTO OHA
cooTrBeTcTBYeT TpebOoBaHusM 1. 9 «llomoxxeHuss O NpPHCYXAEHHHM YYEHBIX CTEIECHEH)
yrBepxaeHnoro IlocranoBnennem mnpasutensctBa PO NeB842 ot 24 cenrtsabps 2013 r.,
NPETBSBIISIEMBIM K THCCEPTAIMSIM HA'COMCKAHUE YUCHOH CTETIEHN KaHIUIaTa OHOIOTHYECKHX
HayK, a ee aBTop bansl-Xoo Mapurta CepreeBHa 3acily)KHBAeT HCKOMOH YYEHOH CTEIeHH 110
cnennanbHOCcTH 03.02.07 — reHeTHKA.

Cornacen Ha cOop, 00paboTKy, XpaHCHHE U Tepefady MOUX IEPCOHAIBHBIX JaHHBIX
JUISL BKITFOUYEHHS B aTTECTALIMOHHOE JIEII0.
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