OT3bIB

Ha aBTOopedepar aucceprainoHHOM paboThl Jlanunsuenko Banepun IOpreBHBI
AHAJIN3 TEHETHYECKOI'O KOHTPOJIsA HACJIEI[CTBEHHOFI IIOTEPHA
CJIIYXA B IIOITYJISIIUAX PSAIA PETUOHOB CUBUPU,
MIpEACTaBICHHON HA COMCKAHNE
y4EHOU CTENeHU KaHauaaTa OMOJIOrMUecKX HayK
II0 CIIeIHaJIbHOCTH 1.5.7 — reHeTHKa

Huccepramuonnast pabora Jlammnpuenko B.JO. mocesmeHa H3y4eHHIO aKTyalbHOM
MEJIUKO-COIUATBHOU MpoOJeMBl — IOTEpe CIyXa, a KMEHHO BBIIBICHUIO MOJEKYJIIPHO-
TEHEeTUYECKAX IPUYMH HACJIEACTBEHHON TIJIyXOThl M €€ paclHpOCTPAaHEHHOCTH B PErHOHAX

Cubupu (Pecriybiiuku Antait u TriBa).

B paGote Obu1 mpoBeieH MyTallMOHHBIN aHamu3 psafa re’HoB (SLC2644, OTOF, RAII, MT-
RNRI), c HWCHONB30BaHMEM pA3JIMYHBIX CTpaTerdii W METOJOB. BrepBple mpoBelneH
MOJIEKYJISIpHO-TeHeTHYeckuid aHaym3 reHa SLC26A4 u oxapaKTepHU30BaHO €ro aulelbHOe
pa3sHoOoOpa3ue y KOpeHHBIX xwureined Anrtas uW TyBbel. CTOMT OTMETHTHh MAacIITaOHOCTH
IIPOBEIEHHOI0 aHalIM3a, TaK Kak OBUIO IpoBeleHO cekBeHupoBaHHe 1o CoHrepy Bcei
KOIUpyIromed mnocienoBaTebHOCTH TeHa SLC26A4, KOTOphlii COCTOMT M3 21-0r0 3K30HA, a
BBIOOpKa NAIMEHTOB C IOTepell ciayxa Bmodana 250 uemoBek. B pesynprare ymamoch
YCTaHOBUTH KOHTPACTHBIN MaToreHeTndeckuit Bkiaa reia SLC2644 B 3THOJIOTHIO TOTEPH CIyXa
(4.3% — s anraifieB w 28.2% — JUIA TYBUHIIEB), BBIABHTH CIIEKTP IATOI€HETHYECKHUX
(c.170C>A, ¢c.919-2A>G, ¢.2027T>A, ¢.2034+1G>A, ¢.2168A>G) u momuMopHBIX BapHAHTOB
gToro reHa. Eme onHOW HHTEpecHOW HAaXOIKOW SBISIETCS HOBBI HEONMHCAHHBIH BapHaHT
c.1545T>G rena SLC26A4, 1 KOTOPOTo HOJIyYeH P JOKa3aTeNbCTB €ro IMaTOTeHETHICCKOM
3HaYMMOCTH. Briepssle B Poccun 11 BEIIBIEHUS T€HOB, OTBETCTBEHHBIX 32 PA3BUTHUE ITATOJIOTHH
ciiyxa, ObUT MPUMEHEH METOJ IOJHOSK30MHOro cekBeHupoBanus (WES aHanms) u BBIABICHEI
HOBBIE, HeonMcanHble paHee, BapuaHThl: C.1111G>C B rere OTOF u ¢.5254G>A B rene RAII,
CErpErnpyroye B TOMO3UTOTHOM COCTOSHUHU C IATOJOTHEl CIyxoBoW (YHKIIMH B alTaCKUX
CEMBSIX C PEIECCUBHO HaciaeayeMoi riryxoToil. Ilarorenernueckuit Bkitaax renoB OTOF u RAII
Ul TAIUEeHTOB ¢ TIoTeped ciayxa u3 PecmyOmuku Anrtait coctaBun 4.3% u 10.8%,
COOTBETCTBEHHO, a y TYBHHCKHMX manueHToB BapuaHThl C.1111G>C u ¢.5254G>A ne Obutn

O0OHapYKEHBI.

COBOKYITHOCTh JIaHHBIX, HOJYyYEHHBIX B wHccienoBanud Jlanmwinpuenko B.JO. (rensr
SLC26A44, OTOF, RAIl, MT-RNRI) u nanubiX o reHe GJB2, ye HMEIOIUXCSA Y KOJUIEKTHBA,
JlaeT KpailHe BaXXHYI0 HH(GOPMAIMIO O TOM, YTO MOJICKYJSIPHO-TEHETHYECKHUH IHMarHo3,
ONPENENIAIOMMA  HACIEACTBEHHBI XapakTep IOTepH ClIyXa, MOXHO YCTaHOBHUTH IS

CYIIIECTBEHHOM 10 namueHToB: 50.5% — mid TyBunneB U 34.5% — i airraities.
y y



Pesynpratel ganHONH pa®OTBI HE BBI3BIBAIOT COMHEHMM, IIOIydCHHBIE BBIBOJBI
COOTBETCTBYIOT TIIOCTaBJIEHHBIM II€IM M 3a3jadaM, paboTa BBIIOJIHEHA Ha BBICOKOM
METOJUYECKOM YpOBHE. Marepuansl paboOThl ONMyOJMKOBaHBI B 7 CTaThsX B JKypHajax,
pexoMennoBaHHBIX BAK, u 1-0if ri1aBe B MOHOTpaduu, U MpeacTaBIeHbl HA MHOTOYHCICHHBIX

POCCHHCKUX ¥ MEXYHAPOJHBIX KOH(EPEHIIHSIX.

Taxum oOpazomM, muccepTarnuonHas padora Jlanunsdyenko B.JO. «AHaM3 reHeTHYecKoro
KOHTPOJISL HACJIEICTBEHHOM MOTEpH clyXa B MOMYJSIUAX psAa pernoHoB Cubupu» sSBiIsSeTCS
3aKOHYEHHBIM HAYYHO-KBAIA(UKAMMOHHBIM HCCIEIOBAHHEM, IIOJIHOCTBIO COOTBETCTBYET
TpeboBanusiM  «[lomoxxenuss o mpucyxneHuum ydeHbix creneHei»  (IloctanoBienue
[IpaButennctBa Poccuiickoit @enepamuu ot 24 centsops 2013 roga Ne§42), mpeabsBiiseMbIM Ha
COMCKaHHe Y4E€HOH CTeleHU KaHauaaTa OMOJOTHYecKnX Hayk, a e€ aBTtop, Jlanmipuenko B.1O.,
JIOCTOIHA IIPHUCYX/IEHUS CTEIIEHU KaHAujaTa OMOJOTMYecKHX HayK IO crenuansHoctd 1.5.7 —

I'CHCTHKA.
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A LS XunustoBa Mpuna MuxaitinosHa,
/ JOKTOP OMOJOrMYecKuX Hayk, mpodeccop,
3aB. naboparopueil MOJIEKYJIIPHON T€HETHKH YeIoBeKa
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