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MoneKynspHbrx MexaHpr3MoB r4 pacnpocrpaHeHHocrr4 HacneAcrBennofi uyxorbr B Pecuy6nuxe Ttma),
npeAcraBnennofi Ha corIcKaHI.re yuenofi crerreHr4 KaHAr{.4ara 6zolorprqecKlrx HayK

lo clerlrzaJrbnocrrl 03.02.07 - reHerr,rKa

[uccepraquroHnas. pa6ora EaIu-Xoo M.C. nocnrrrleHa alurv3y reHerr,rqecKr4x Hapyrue:nufr. s
reue GJB2 y [aIII{eHToB rr3 Pecny6nuru Tsrna, crpaAarourrx Hecr,rHApoualrnofi Hefipocencopnofi
Tyroyxocrbro. Kpolre roro, ,4l4ccepraHToM BbIIIOJIHeH grrvAeMr4onorpr.recxHfi aHaJrLr3 napyureHzfi
cnyxa y NIarelefi Tynrr v cosna]Ha elikrHas. 6asa nannbrx o 6ontsrrx c pa3nrzrrHunrz Qoprraavru
Tyro)D(ocrpl/uyxorrr. B 4onolneHl4e K MoneKynrpHo-feHerr4rrecKlrM rrccJreAoBaHr4{M floryrreHbl 14

rIpoaHaJII43IrpoBaHbI corlr4o-AeMorpaSzvecr<ue xapaKTepr4crt4Klr u orleHeHa crerreHb couvam,uofi
alanrar\r4r4 moAefi c norepefi cnlD(a n Pecny6mzKe TrBa. Bcs era pa3HocropoHHrs pa6ora rpoBeAeHa
BnepBble n pecny6ru.IKe Lr flBJrsercs. $yn4anaeHramHoft ocnosofi An-r opraHvr3ar\krkr AalrHefiurefi
Al4alHocrl4r<ra u npo@ZJIaKTITKI,I HacneAcrBennofi ryroyxocrr,r B prccneAoBaHHoM peil4oHe.

B paurax pa6orr,r [poBeAeHo AeraJrbHoe r4ccJreAoBaHr4e rrepBrdunofi crpyKTypbr reua GJB2, c
rIpI,IMeHeHI4eM MeroAa peceKBeHr4poBaHus no Ceurepy, BburBJreHo rlf,Tb rraroreHHbrx wytaryuit u 4
nonuuoptpHErx BapIraHTa SToro rena. .{uccepraHToM onpeAeneHo, rrro oAHoHyKneorv[Has.3aMeHa
c.516G>C (p.Wl72C) qBr.flercfl Iraaxopnofi; [alunafl 3aMeHa v Myrar\ufl IVS+1G>A cocraBrrrror
rIoAaBn{IoUee 6olrruuHcrBo (- 90%) cpeArr ncex o6napy}KeHHbrx MyraHrHbrx xpoMocoM. Cne4yer
orMerl{rb, qro Myrallux p.WI72C 6rrna BnepBbre BburBJreHa y oAHoro ug alraficrux narIVeHToB c
ryroyxocrbro fPosukh et a1.,2005], 3areM y oAHoro uz 534 MoHforrbcKr4x rrarlrzeuron fTekin et al.,
20101, TorAa KaK An{ TyB}rHIIeB, KaK rroKa3aJra BaAsr-Xoo M.C., ora rraroreHHas MyraqLt{ cocraBnrer
6onee 500% ecex o6napyxeHHblx MyraHTHbrx annereft. B qelovr, rraroreHerrr.recxufi BKnaA uyraquft
reua GJB2 B gTl4oJlorzro uefipoceHcopnoft Tyroyxocrr4 Anfl. TyBkrHUeB cocraBnltr l8,8o/o; HaJrprrrve

ceuefinrrx ucropufi Tyroyxocrrr npv orcyrcrBur,r GJB2-vyraqzfi ronopur B rroJrb3y roro, rrro
I4Melorcr kr 4pyrure reHbr, accorlkrr4poBaHHbre c etofi rraroJrofuefi y rynunqen.

Hayunar HoBI,I3Ha rlpeAcraBnennofi K 3alrlr,rre Ar4cceprarlaz o6ycloBJreHa KaK rrpoBeAeHHbrM
BrIepBLIe n Pecny6nurce Trrsa MoneKynrpHo-reHerur{ecKr.rM aHanr43oM reua GJB2 na 6olrurofi
nu6opre KopeHHbIX NIarerefi (nouru 200 qenonex) n BburBJreHr,reM ocHoBHbrx nyraqraft: p.WI72C,
IVS+IG>A, xapaKrepHblx Ar.a AaHHofo perrroHa, onpeAeneHueM qacrorbr r{x rerepo3t4rorHoro
HocI,ITeJIbcrBa B rlonyJlrrluoHnofi err6opKe ryBr4HrIeB, TaK 14 AaHHbrMrl AeraJrbHo rrpoBeAeHHoro
grllrAeMnonoruqecKoro anaJrursa ncex pafionon pecny6rrrKvt, a raKxe [onyqeHHofi nnepnrre corlr4o-

4enaorpaQuqecrofi xapaKTep[crvrofi coo6ulecrea fJryxux nro4efi n Pecny6luxe THea.
I4cxogx I{3 Bcero neperrlrcreHHoro, cql{Taro, rrro npeAcraBreHHas K 3arr{rrre A}rcceprarlvr.onnas.

pa6ora Ba4u-Xoo M.C. .snrsercs BaxHbIM B TeoperllqecKoM r.r npaKTr4qecKoM frJraHe rrccJreAoBaHr.reM,

BbIrIonHeHHbIM Ha BbIcoKoM MeroArzqecKoM ypoBHe, r{ coorBercrByer rpe6onauvr.rrM, npeAT,.[BJrreMbrM
BAK, a ee aBTop 3acnylKI4Baer rrpr4cylxAeHrzfl crerreHn KaH4kr1ara 6zonorzqecxax HayK rro
cleurraJrbHocru 03.02.07 - renernxa.
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