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aHmIbYeHko Banepun IOpbeBHbBI
«AHayu3 reHeTHYECKOT0 KOHTPOJISI HACTIEACTBEHHOM IIOTEPH CITyXa
B IIONYJIILUSIX psiia pernoHoB Cubupuy,
TIPE/ICTABJICHHOM HA COMCKAHME yUEHOH CTENEH) KaHAUAATa OMOJOTHIECKUX HayK
10 creruaibHoCcTu 1.5.7 — reHeTHKa

PaGora Jlanmnbuenko Banepun IOpbeBHBI IMOCBSINEHA IOMCKY TIEHETHYECKUX (PAKTOPOB,
NPHBOMSIINX K HACTENCTBEHHON IT0Tepe CIyXa y KOpeHHBIX XkuTeneil n3 PecryOmuk Antait n Trisa.
AKTYyanbHOCT, BBIOpPAaHHON TeMBI HE BBI3BIBAET COMHEHMs, TaK KaK pe3yJbTaThl HCCIIENOBaHMA
3HAYMTENILHO JIOMOJHIIOT HMH(POPMAIMIO O TEHETHYECKOM KOHTpPOJIe MOTEpH CllyXa, AOTOJHSAIOT
MHUpPOBBIE JTaHHBIE 00 aIeNbHOM pa3HooOpasuu psnga reHoB - SLC2644, OTOF, RAIl u nostoMy
SBILIOTCS. HEOOXOMUMEIMK B PEIICHHH aKTYaJTbHBIX 3a1ad COBPEMEHHOH reHeTHKH Tak, Ha OCHOBE
MOJIYYEHHBIX PE3yNBTATOB BO3MOXKHO CO3[aHHE FEHETHYECKUX TECTOB JUIS JUArHOCTHUKH TJIYXOThHI B
JIBYX MCCIIETyeMbIX oMy siusax Cubupu.

B nanunoii paGore GbLia MCCIENOBAHA BEChbMa CYIIECTBEHHAas BBIOOpKA MAIlMEHTOB C MOTEPEH
cayxa (cymmapuo 250 4enoBek), a Taioke KOHTpoJbHas BBIOOpKa — okono 300 4emoBeK KOPEHHBIX
xwurenei TeiBbl v PecriyOnmuku AnTai.

DLt MCIONB30BAaHEl  BBICOKOA((EKTHBHBIE MOJEKYJAPDHBIE TEXHOJIOTHH, TaKHe Kak
cexpennpopanue 110 Canrepy, METOM MOMHO3K30MHOTO cekBeHnposanus (WES), TTHP-TITIP®-ananu3
(Hae III) muroxonapuansroit JJHK, renorunupoBanue STR-mapképos. [lnsg 06paboTKu Moy YeHHBIX
MaTepHaioB MPUMEHEHB! a/IeKBATHBIE CTATUCTUYECKHE METO/IBI.

Oco60 BreyatysieT, 4To MHOTHE pe3ynbTaThl paboTsl B.IO. JlaHHIBYEHKO IOIYYCHBI BIICPBLIC.
Tax, BIepBBIE OXapaKTEPU30BAHO AJUIENBHOE pasHooOpasue reHa SLC2644 y TyBUHIICB U alTalleB,
obuapyxen HOBbIM BapuantT ¢.1545T>G (p.Phe515Leu), a Take psa yKe M3BECTHBIX M HOBBIX
nonuMop(pHBIX  (HEWTpadbHBIX) BapHaHTOB. B  BBIOOpPKE TYBHHIEB BIEPBBIE II0KA3aHO, 4YTO
FeHeTHYeCKOe OKpYXKEHHe ydacTKa XpOMOCOMBI 7, BKjouaioumero Mmyrtauuio ¢.919-2A>G
XapaKTEPU3YETCsl BBICOKON CIEMU(UUHOCTBIO M CXOJACTBOM, M ITHM MOATBEPXKJICHA THIIOTE3d O
Benymell ponu sddexTa ocHoBaTeNs B IMPOKOH pacrpoctpanenHocTr ¢.919-2A>G B Trise.

YV anTaifcKUX MAI[MEHTOB METOJOM IOJHO3K30MHOIO CEKBEHHPOBAHHUS, BIEpBbIE B Poccuu
IPUMEHEHHOr0 JUISL TOWCKA TIEHETHYECKUX MPUYHH TIyXOThbl, OBLI BBIABICH HOBBI BapHaHT
¢.1111G>C (p.Gly371Arg) B rene OTOF, cBA3aHHBIM ¢ MOTepeil ClIyXa, a TakKe HOBBI BapHaHT
¢.5254G>A (p.Gly1752Arg) B rere RAIl, accoumanust KOTOpOro ¢ IMoTeped Clyxa yCTaHOBJICHA
BIICPBELIC. ;

Brepsble, Ha OCHOBE MOJIEKYJSIPHO-TeHeTHUYecKkoro ananusa renos GJB2, SLC26A4, OTOF,
RAI1, MT-RNRI1, moiy4eHbl CyMMapHbIE OLIEHKM I€HETUYECKOH KOMIIOHEHTBI B 3THOJIOTHH MOTEPH
ciyxa y KopenHoro Hacenenust Pecmy6muk Teisa m Antait (50.5% — y Tysunues u 34.5% — vy
aTaillleB) U BBIABIEHBI MyTallWH, Hauboyiee 3HAUMMBIC Ul CO3JaHMs pernoH-cnenuduunoi JTHK-
JIMArHOCTHUKHU TIOTEPH CIyXa B U3y4aeMBIX pErHoHaXx.

Pestomupys, MOXKHO cKa3aTh, uTo pabora Jlanmnpdyenxo B.IO. BeimojHEHHas Ha BHICOKOM
HayYHOM © METOJMYECKOM YpPOBHE, SABISIETCS CaMOCTOATEIbHLIM, 3aKOHYCHHBIM HAYYHBIM
HCCIEJOBAHIEM, B KOTOPOM COJIEPIKHUTCS PEIIEHHE aKTyalbHON HAaydHOH 3anaun, uMeromen Oonpioe
3Ha4yeHHe IJIs TEHETHKM denoBeka. JIMYHBIA BKJIad aBTOpa HE IMOJUIC)KUT COMHEHHI0. ABTOpedepar
HAMICAH XOPOIIUM HAYYHBLIM SI3BIKOM, IIOJIydeHHBIE PEe3yJbTAThl MOAPOOHO M3JI0KEHBI U XOPOILIO
MPOUJUTEOCTPUPOBAHBL



Hayunple MOJIOXKEHUS MAUCCEPTALMU PO anpobaluio Ha JEBATH MENKIYHApPOAHLIX U
OTeYeCTBEHHBIX KOH(epeHIusaX. Pe3ysipTaTsl paGoThl ONyOIMKOBAHBI B 7 craThaX B KypHalax,
BKIIOUEHHBIX B nepeders BAK i MexTyHapoHbIe 0a3bl, @ TAKKE B OZHOM ryaBe B MOHOrpaduu.

Jaruouenme. CUNTAIO, UTO IPEICTABIEHHAS AUcCcepTallHonHas padoTta JlaHHJIBICHKO Banepun
[OpbeBHBl «AHAIN3 TEHETHICCKOTO KOHTPOJIS HACTeICTBEHHON MOTepH CIyX B TOMYJSALMAX pana
peruonop CubHpH» MO HAy4HOM HOBHU3HE, aKTyalbHOCTH, TEOPETHYECKOH W MPAKTUUECKOH
3HauMMoCTH cooTBeTcTBYeT TpeGosanusaM 1.9 «IlojmoxeHus O MPHUCYXNACHHH YHUCHBIX CTETeHEeN”,
ycraHoBIeHHBIM [locTanopsnennem IIpaBuTebCTBA Poccuiickoit Pexeparuu ot 24 centsopsa 2013
roga Ne842, mpenbsBisSeMBIM K KaHIUAATCKUM JHCCEPTAlUAM, a €€ asTop Banepust [OpneBHa
JlaHUITBYEHKO  3aCIyI)KHBAaeT [PUCBOCHUA  CTENCHH  KaHIMIaTa OMOJIOTMYECKUX  HAyK IO
crieruaibHocT! 1.5.7 — reHeTuka.
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