3AKJIIOYEHUE JUCCEPTALIMOHHOI'O COBETA 24.1.239.01
HA BA3E ®EJIEPAJIBHOI'O T'OCYJJAPCTBEHHOI'O BIOJPKETHOI'O
HAYYHOI'O VUPEXJIEHUS «®EJEPAJIbHBIN NCCIEJOBATEJILCKUNA
IIEHTP UHCTUTYT LIUTOJIOI M U TEHETUKH CUBUPCKOI'O
OTAEJIEHMS POCCUCKOU AKAJTEMUU HAYK»

10 JIMCCEPTALIMU HA COMCKAHUE YYEHOI CTEIIEHU
KAHIMJIATA BUOJIOTUHECKNX HAYK

ATtrectanmonHoe aeio Ne

Jata 3anuTer 30 HOAOpst 2022 1. mpoTokoa Ne30

O npucyxnenun [lannnpuenko Banepun KOpbeBHBI,
I'paxnanke PO,

y‘—ICHOﬁ CTCIICHU KaHAuaara OMOJIOTMYECKUX HayK

Huccepranusi «AHaAIW3 T€HETUYECKOTO KOHTPOJS HACJICACTBEHHOW IMOTEpH
cilyxa B MONyJSIusX psga peruoHoB Cubupm» mo crmenuanbHoctH 1.5.7. —
reHeTHKa TpuHATa K 3amurte 17 aprycra 2022 roma (mporokonm Ne 14)
nuccepraioHubiM coBetoM I 24.1.239.01 (/] 003.011.01), co3manHbiM Ha 0Oa3e
denepalbHOTO  TOCYIAPCTBEHHOTO  OIODKETHOTO  HAYYHOTO  YUPEKIACHUS
«DenepanbHblii UCCIEAOBATENBCKUNA LHEHTP WHCTUTYT LMUTONOTMM M TE€HETHKHU
Cubupckoro otaeneHust Poccuiickoit akagemun Hayk» (630090, HoBocuOupck,
Poccust, np. ak. JlaBpentbeBa,l10). Jluccepranmonnsiii coBer 24.1.239.01 (/1
003.011.01) yrBepxmen BAK 15.01.2010, mpuka3z BAK Ne 1-7 u mepeyTBepKacH

MunucrepctBom oOpazoBanus U Hayku P® 11.04.2012 rona, npukas Ne 105/Hk.

Couckarens Jlanunpuenko Banepuss OpweBHa, 25 wmapra 1993 rona
poxnenus, B 2015 rony oxkonumna denepanbHOE TOCYAapCTBEHHOEC aBTOHOMHOE
oOpazoBaTeIbHOE  YUpEXJCHUE BhIcHIero oOpaszoBanusi «HoBocubupckuit
HAIlMOHAJIbHBIA  MCCIIEIOBATEIbCKUNM  TOCYJIAPCTBEHHBIM  YHUBEPCUTET» IO

cneuuanbHocTh  «Ouosnorus». B 2021 romy OKOHYMIA OYHYIO acCIUPaHTYpPy
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denepanbHOE rOCy1apCTBEHHOE 010 KETHOE Hay4yHOE YUPEXKIAECHUE
«DenepanbHblii UCCIAEAOBATENBCKUNA LHEHTP WMHCTUTYT LUTONOTMM M TEHETHKH
Cubupckoro otneneHusi Poccuiickoit akagemuun Hayk» 1o Hampasienuto 06.06.01
- «Ouosornueckue Haykw». B Hacrosiiee BpeMs paboTaeT MIaAIIMM HayYHBIM
COTPYJHHUKOM CEKTOpa M3Y4YeHHUS MOHOTEHHBIX (OpPM PpacHpOCTPaHEHHBIX
3aboneBanuit yenoBeka DI'BHY «DenepanbHblii MCCIEAOBATEIBCKUN LEHTP

Nuctutyt uuronoruu u renetuku CO PAH».

Jluccepraiiysi BBINOJIHEHA B Ja0OpATOPHUU MOJICKYJIIPHOW TeHETUKH YeJIOBEKa
OI'BHY «®enepanbHblil UCCIENOBATENbCKAN HEHTP WHCTUTYT UMTOJIOTMHA H

regetuxku CO PAH)».

Hayunsplii pykoBogutens — kaHaugaT Ouosornyeckux Hayk I[locyx Ombra
JleonnnoBHa, paboTaeT B JOJDKHOCTM CTapUIEr0 HAY4YHOIO COTPYIHHUKA
naboparopuun MOJIEKYJISIPHOMN ICHETUKHU 4yesoBeKa denepanbHOTO
rOCyJIapCTBEHHOIO0  OIOJPKETHOro  Hay4yHoro yupexzaeHus «DdenepanbHbiii
ucciaenoBarenbCekuii neHtp MHcTtuTyr nutonorun u  reHetukd CuOHUpCKOro

oTAeneHus: Poccuiickon akaaeMun HayK».
OdurmanbHble ONMOHEHTHI:

1. MakcumoBa [Omus BrnagumMupoBHa — JOKTOp MEAUIIMHCKUX HAYK,
npodeccop, 3aBeayromas Kapeapod MEIUIIMHCKOW TEHETUKH U OHOJIOTHH,
OI'bOY BO «HoBocuOupckuii rocyJapCTBEHHbBI MEIUIIMHCKUN YHHBEPCHUTET)

MunucrepcTBa 3apaBooxpaneHus: Poccuiickoit @enepanuu, r. HoBocubupck.

2. lllepOaxoB JImutpuit FOpbeBuY — HOKTOp OMOJIOTHYECKUX HAYK, JTOIIEHT,
3aBenyronuid  jJaboparopueid renocucreMaruku, OI'BHY «JlumHOMOTHUECKU

uHctuty™ CO PAH, 1. UpKkyTCK.

OnnoHEHTHI JaJIN MOJIOKUTCIBbHBIC OT3bIBEI HA JUCCCPTALTHIO.



Benymas opraHu3anus OI'bHY «Tomckuu HAIlMOHAJIbHBIN
uccnenoBarenbekuii MenquuuHckuii eHTp PAH» (OI'BHY Tomckuit HUMII), r.
ToMcK, B CBOEM MOJIOKUTEIBHOM OT3bIBE, MOJNHCAHHOM pPYKOBOJUTEIEM
1abopaTopuu NOMyJSILMOHHONW TeHeTUK HayuHo-ucciaenoBaTenbCKOro MHCTUTYTA
MEIUIMHCKOW  reHeTukn  dDenepaibHOr0  TOCYAapPCTBEHHOTO  OHOXKETHOIO
Hay4qyHOro  yupexaeHusa  «TOMCKHMII  HAllMOHANBHBIM  HMCCIENOBATENBCKUM
MenuuuHckui neHtp PAH» noktopom meaurmuckux Hayk Hazapenko M. C. u
HAyYHBIM COTPYJHUKOM JIA0OpATOpPUM MOMYJSUMUOHHOW TeHeTuku HayuHo-
HCCIIEIOBATENIbCKOTO ~ MHCTUTYTa  MEIUIMHCKOM  TeHetnkn  DeaepanbHOro
roCyAapCTBEHHOIO OIOKETHOTO Hay4YHOI'O YUPEKIACHUS «Tomcknit
HallMOHAJIBHBIA HKCCIIEIOBATENIbCKAM MeauIUuHCKuil 1eHtp PAH» kxanmaumatom
ounonornyeckux Hayk baOymkunoi H.II. u yrBepxknénnom nupexkropom GI'BHY
«Tomckuli HallMOHAIBHBIA HCCIEAOBATEIILCKUN MEIUIMHCKUNA 1eHTp PAH»
akageMukoM PAH, noktopom Ouosormueckux Hayk, npodeccopom CTemnaHOBBHIM
B.A. ykazano, uto «/lucceprammonnas pabora Jlanmibuenko Banepun FOpbeBHBI
Ha TeMYy «AHaJIU3 T€HETUYECKOTrO KOHTPOJS HACIEICTBEHHOM MOTEpH CiiyXa B
MONyJISIIUAX ~ psga peruoHoB Cubupuw» SIBIASETCS 3aKOHYEHHOW Hay4dHO-
KBATM(PUKAIIMOHHON pabOTOM, COACPKUT pEIICHUE aKTyaJbHOM HAay4YHOW 3ajadyd,
VMMEIOLIEH CYIIECTBEHHOE 3HAYCHHWE JUIsI MEAULUMHCKOW reHeThku. Jluccepranus
cooTBeTCTBYeT TpeboBanusM 1. 9 «llonokeHHs O TPUCYKICHUH YUEHBIX
crerneHen», yrBepxkAcHHbIX [loctanoBienuem IlpaBurenbcrBa Poccuiickoi
@eneparmn o1 24 centsops 2013 1. Ne 842 (B pemakmuu ¢ W3MEHEHHUSIMH,
yrBepxacHHbIMU [loctanoBnenuem [lpaButensctBa P® ot 21 ampens 2016 r.
Ne335, pen. Or 01 oxtabps 2018 r. Nell68, pem. Ot 20.03.2021 Ne426),
MPEIbIABISEMBIM K JUCCEPTALMSAM HA COMCKAHME YYEHOM CTENEHU KaHauaaTa
OWoNornYecKux Hayk, a ee aBTop lanmnpuenko Banepus FOpreBHa 3aciyxuBaer

MPUCYXKJEHUS CTETICHH KaHIuaaTa OMOJIOTUYECKUX HAayK Mo creruaibHoct 1.5.7.

(03.02.07) — I'eneruka.

OT3bIB Benylied OpraHu3alvu 3aciylllaH W YTBEPKIAEH Ha CEMUHape



7ab0opaTopuu MOMYJISILIMOHHON reHeTuKr HaydHo-uccienoBaTeabCcKkoro HHCTUTYTa
MEIUITMHCKOW  TreHeTHKkn  dDenepaqbHOTO  TOCYAApCTBEHHOTO  OFOKETHOTO
HayyHOro  yupexzacHus «TOMCKUI  HallMOHAJbHBIA  HCCIEIOBATENIbCKUN
MeAUIMHCKUN 1eHTp Poccuiickoit akamemuu Hayk» (mpotokon Ne 13 ot «19»

ceHntsa0ps 2022 rona).»

Couckarenp umeer 40 myOaukarui, U3 HUX IO TeMe auccepTanuu 19,
obmmmM obbeMoMm 117 cTpaHun, U3 HUX / CTaTel B PEIEH3UPYEMBIX HAYUYHBIX
KypHaiax, Bxojsamux B nepeuenb BAK (ckypnanel 6a3 ganusix Web of Science
u Scopus), 1 rnaBa B MoHOrpaduu u 11 T€3uCOB MEXAYHAPOIHBIX U POCCUMCKHUX
KoH(pepeHuuii. Bo Bcex omyOIMKOBaHHBIX pabOTax JMYHBIA BKIIAJ aBTOpa ObLI
onpexensommii. B auccepranuu OTCYTCTBYIOT HEAOCTOBEPHBIE CBEACHUSA 00
OITyOJIMKOBAaHHBIX COMCKATeNneM paboTax.

HaubOomee 3HaunMbIC HY6JII/IKa]_II/II/I 1O TEMC AUCCCPTALIUU:

1. Danilchenko V.Yu., Zytsar M.V., Maslova E.A., Bady-Khoo M.S,,
Barashkov N.A., Morozov 1.V., Bon dar A.A., Posukh O.L. Different Rates of the
SLC26A4-Related Hearing Loss in Two Indigenous Peoples of Southern Siberia
(Russia) /[ Diagnostics. - 2021. - Vol. 11. - P. 2378. DOIL:
10.3390/diagnostics11122378. (Mmnakt daxrop 3,706 Web of Science).

2. Jannnbuenko B.IO., 3piiaps M.B., Macnosa E.A., bagsi-Xoo M.C.,
Mopozos U.B., bougape A.A., ITocyx O.JI. AHanu3 MyTallMOHHOTO CHEKTpa r'eHa
SLC26A4 u ero BKJaja B 3THOJOTHIO HACIIEIyeMOW TMOTEPH CIyXa y KOPEHHOIO
Hacenenus FOxnort Cubupu // Menuumuckas renetmka. — 2020. — T. 19. —
Ne7(216). — C. 43-45. DOI: 10.25557/2073-7998.2020.07.43-45. (Ummakt akTop
0,366 PUHLI)

3. Churbanov A.Y., Karafet T.M., Morozov I.V., Mikhalskaia V.Yu.(
Danilchenko V.Yu.), Zytsar M.V., Bondar A.A., Posukh O.L.. Whole Exome
Sequencing Reveals Homozygous Mutations in RAI1, OTOF, and SLC26A4 Genes

Associated with Nonsyndromic Hearing Loss in Altaian Families (South Siberia) //
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PLoS One. - 2016. - Vol. 11(4). - P: e0153841. DOI:
10.1371/journal.pone.0153841. (MmmakT daxrop 3,372 Web of Science).

Ha jwuccepranuio u aBTropedepar TOCTYNUIO S OT3BIBOB, BCE

MMOJIOKUTEIIBbHBIEC. OT3BIBEI IMpHUCIIAIN:

1. Mounrym P. III. — k.M.H., qupektop HaydHo-Hccien0BaTebCKOro HHCTUTYTA
MEJUKO-COIIMANIbHBIX ~ TpoOjieM u  ynpasinenuss PecnyOnuku  ToiBa

(Pecmryomuka TrwiBa, T.KbI3601).

2. OcunoBa JI. II. — k.0.H., 3aBenyromias jgabopaTopueii MOMYJISIIMOHHOM
stHoreHeTHKH @DI'BHY  «®PenepanbHblil  MCCAEAOBATENBCKUM  LIEHTP
Wuctutyr uutonornn U reHetukn Cubupckoro otaenenus PAH»

(r.HoBocubupck).

3. TpudponoB B.A. — 71.6.H., 3aBemyronuii J1a0OpaTOpUil CPaBHUTEIHLHOM
reHomuku ®I'BYH «UucTuTyT MONeKkynsipHOU U kietoyHou 6uonorun CO
PAH» (r.HoBocubupck). «3amedanuii mo aBTopedepaTy NpakTUYECKU HET.
Ha pucynkax 2 w 4 s Obl mocoBeToBan B Oyaymiem A00aBiATH |
MpeACTaBUTENIeH KOHTPOJBHON TPYMIbI, YTOOBI MPOJEMOHCTPUPOBATH, YTO
Bce paiionsl PecnyOnuk Anrtaii u ThiBa BOBJI€UEHBI B MCCIEAOBaHUE U

HaFJ'IHI[HeI?'I OBI BBITTIAACITA YaCTOTAa BCTPCYACMOCTU MYTAaHTHBIX aJlIeJICH.»

4. ®enopoa C.A. — na.0.H., 3aBeayromias HayYHO-HCCIIEIOBATEIHCKON
JabopaTopun MOJICKYJISIpHOM Oumosiorun MHCTUTYTa €CTECTBEHHBIX HayK,
OI'AOY BO «Ceepo-Boctounsnii denepanbubiii yauBepcuter um. M.K.

AmmocoBay (T.SKyTcK).

5. Xumustoa U.M. — n.6.H., mpodeccop, 3aBeayromas JadopaTopuei
MOJICKYJIIPHON TEHETUKU 4YelloBeKa, VHCTUTYT OMOXMMHUM W TEHETUKH —
obocoOneHHoro  mojmpasneneHuss  denepasbHOrO0  TOCYIApPCTBEHHOTO
OIO/DKETHOTO ~ HAYYHOTO  yupexaeHus  Ydumckoro  ¢emepaabHOTO

uccienoBarenbekoro nenrpa PAH (r.Yoa).
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Beibop odunmanbHBIX ~ ONMOHEHTOB W BEAyIIeW  OpraHu3aluu
O0OOCHOBBIBa€TCS  Te€M, UYTO  OQUIMATIbHBIC  OMNIMOHEHTHI  SBJISTFOTCS
KOMIIETEHTHBIMU ~ CIICIMAIUCTAMA B 00JIACTMU TEHETUKHM U MEIULIMHCKOU
TEHETUKHU, UMEIOT MyOJIMKAUK B BEAYIIMX OMOJOTMYECKUX KypHAJlax U Jaju
CBOE IMHMCBMEHHOE corjackue ObITh OMNMOHEHTaMu. Beaymias opranuzanus
SBIIICTCSI OJHUM W3 BEAYIIMX WHCTHUTYTOB B HAIIeW cTpaHe B 001acTH
MEJUIIMHCKON TE€HETUKH, MOMYJAIMOHHBIX U 3BOJIOLMOHHBIX HUCCIEIOBAHUM,
YTO  TO3BOJISIET  NPOU3ZBECTH  IKCIEPTHYIO  OILIGHKY  IOJYYEHHBIX B
JIMCCEePTAIIMOHHON paboTe pe3yIbTaToOB.

JAucceprauMoHHBIM  COBET  OTMeYaeT, YTO0 HAa  OCHOBAHUM
BBINOJTHEHHBIX COMCKATEIEM HCCJIeI0BAHUIT YCTAHOBJIEHO, YTO TeHETUYECKAas
KOMIIOHEHTa B JTHOJIOTHM TIOTEpU CIyXa B OOCJIEJIOBaHHBIX BBIOOpPKaX
MAIMEeHTOB, OTHOCSIIUXCS K KOpeHHOMY HaceneHuto Pecnybnuk TriBa u Anrtai,
coctasysaeT He MeHee 50.5% u 34.5%, COOTBETCTBEHHO.

Jloka3aHo, 4TO 3HAYUTEIBHBIA BKJIaJ B 3THOJIOTHIO MOTEPU CIyXa Y
nareHToB u3 Pecryomuku ThiBa BHOCST maTtoreHHbIE BapuaHThI C.919-2A>G,
c.2027T>A, «¢.1545T>G, c.170C>A u ¢.2034+1G>A rena SLC26A4,
KOJMPYIOIIEr0 TpaHCMeMOpaHHbI Oenok meHapud (pendrin), a y HaceleHus
Pecnnyonuku Anrtaii — Bapuant ¢.5254G>A B rene RAIll, xoaupyromem
tpaHckpunuuoHubii ¢aktop RAIL, u Bapumant c.1111G>C B rene OTOF,
KOJIUPYIOIIEM KaJlbI[Ui-CBSA3BIBAIOIINN TpaHCMEMOpaHHbI O€oK OoTodhepauH
(otoferlin).

IIpenso:xkena rumore3a, 4TO IIMPOKas PACHPOCTPAHEHHOCTh BapUAHTA
€c.919-2A>G rena SLC26A4 cpean TyBUHIEB oOOycioBieHa 3ddexkTom
OCHOBATEJISI.

Teopernueckasi 3HAUMMOCTH PadOTHI 000CHOBAHA TE€M, YTO BbISIBJICHbI
HOBble TmaroreHHble BapuaHTel TeHoB SLC26A4, RAI1 u OTOF,
aCCOLMUPOBAHHBIE C TOTEpPEl cllyxa, U U3YYEH CIHEKTP HUX aJUIEIbHBIX
BApUAHTOB, BKJIIOYAs U paHEE ONKMCAHHbIE, Y KOPEHHOTO HaceneHus PecmyOauk

TeiBa 1 AuTail, 4TO MO3BOJUJIO OLEHUTh YACTOTY MX BCTPEYAEMOCTH KaK Yy
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MalMeHTOB C HEYCTAHOBJICEHHOW JTHUOJOTHEN moTepu clyxa, Tak U B
MOMYJISIITUOHHBIX BEIOOPKAX.

Iloka3zaHo, 4YTO BKJAJ TNATOreHHbIX BapuaHToB reHa SLC26A4 B
ATUOJIOTHIO MMOTEPH CIyXa CYHIECTBEHHO Pa3JIMYaAETCs y TYBUHLEB U y alTaillleB
u cocraBiusier 28.2% wu 4.3%, cooTBeTcTBEHHO. JlOKa3aHO, YTO BapHUAHT
c.1545T>G rena SLC26A4 sBisieTcsi TaTOT€HHBIM U OMKCAH BIEPBBIE TOJIBKO Y
KOpeHHOro HacesneHnus Pecnyonvku TriBa.

YcraHoBjieHo, 4TO TaTtoreHHbld BapuaHT ¢.919-2A>G rena SLC26A4
HauOoJiee pacnpoCTPaHEH y TYBUHIIEB M CPEAU BCEX MATOIC€HHBIX BApUAHTOB
reHa SLC26A4 ero mois y mamueHTOB C MOTepeit ciyxa coctaBisieT 69.3%, a
4acTOTa FeTEPO3UTOTHOI'O HOCUTEIHCTBA B MOMYJISIITUOHHOM BBIOOpKE — 5.1%.

BnepBele M3y4eHO pacnpenesieHMe 4YacTOT —ajulesie MapKEpPOB B
BBIOOpKAX TIIYXUX WHIUBUIYYMOB, TOMO3UTOTHBIX MO PELIECCUBHOMY BApUAHTY
€.919-2A>G rena SLC206A4, u B mONYyJIAIHMOHHOW BHIOOPKE TYBUHIICB;
npoBeaeHa pekoHcTpykuus STR- u  SNP-ramiotunos, QuaHKupyromnmx
myTaruio ¢.919-2A>G. [doka3zaHo, 4TO TrarylOTUIIBI, HECylIHe BapuaHT c.919-
2A>G, XxapakTepu3ylTCs BBICOKOW CHEHM(PUYHOCTBIO M CXOACTBOM Yy BCEX
HOCHUTEJIEH 3TOTO BapuaHTa, MpoxkuBaromux B Pecriyonrke TriBa.

BrniepBble yCTaHOBJICHO, YTO PEIIECCUBHBIE BapHaHTHI €.5254G>A B reHe
RAIL u ¢.1111G>C B rene OTOF B TOMO3UTOTHOM COCTOSIHHM SBJISFOTCS
NPUYMHON TOTEpU CiIyXa Y KOpeHHoro Haceienus PecnyOnuku Antait u ux
BKJIQJLT B OTHOJIOTHIO dToro 3aboneBanus cocrtaBisier 10.8% wu 4.3%,
cooTBeTcTBEHHO. IloKa3aHo, YTO YacTOTa TE€TEPO3UTOTHOTO HOCHUTEIHCTBA
Bapuanta ¢.5254G>A (RAIl) y xopenHoro HaceneHusi PecmyOnuku Anraid
coctaBisieT 3.3%. BeisiBaeHo, uTo BapuaHT ¢.5254G>A y BceX €ro HOCUTeNen
aCCOLMUPOBAH C OJTHUM U TEM K€ AJIICTIEM.

3Ha4YeHNe MOJTYUYEHHBIX COMCKATEIEM Pe3yJIbTATOB UCCJIAe0BAHUS ISl
NPAKTUKH TNOATBEPXKAAETCA TeM, UTO TOJYyYeHbl HOBBIE JaHHBIE O
pasHooOpa3uu amienbHbIX BapuaHTOB reHoB SLC26A4, RAIL u OTOF u ux

pacmpoCTPaHEHHOCTH B MOMYJISIIIUSAX KOpEeHHOTro HaceneHus Pecnyosiuk TriBa u
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AnTai, KOTOpble MOTYT OBITh MCIOJIB30BaHBI MJIsi Pa3pabOTKU pEerHOHAIHHO-
aJanTUPOBAHHBIX METOJ0B MOJICKYISIPHO-TEHETUUYECKON TMAarHOCTUKU CIy4acB
HACJICJICTBEHHOM TMOTEpPU CJyXa, a Takke [JId MEIUKO-TeHETUYECKOTO
KOHCYJIbTUPOBAHUSI CEMEM, OTSATOLICHHBIX Narojioruen ciyxa. I[lpumeHnenue
MOJYYEHHBIX PE3YJIbTATOB HA MPAKTUKE MOXKET YCKOPUTH MPOLIECC MTOCTAHOBKHU
JIMarHo3a JIJId NallueHTOB.

[TonydyenHsie B XOJle  JUCCEPTALIMOHHON  pabOTBl  pe3yJbTaThl
MPEJICTABIAIOT MHTEPEC Uil HAyYHO-UCCIIEAOBATEIILCKUX OpraHM3alMil Kak
OMOJIOTUYECKOTO, TaK U MEIUKO-TEHETUYECKOTO MNpoduiisi, 3aHUMAIOIIUXCS
MOMYJISIIUOHHBIMA MCCJIEAOBAHUSIMUA HACJIEJACTBEHHBIX MATOJOTUNA YeJoBeKa, U
MOT'YT OBITH TaKXe€ HCMOJIb30BaHBl B 00pa3oBaTEIBLHOM IIpoOIecCe MpH
MOATOTOBKE CIENUAIUCTOB MO MEAUIIMHCKON T€HETHUKE U TEHETUKE YeJIOBEKa.

IIpumeHuTeILHO K mNpolJeMaTHKe JAUCCEPTANIMM Pe3yJibTATUBHO
HCI0JIb30BAaH IUPOKUN CIIEKTP MOJIEKYJIIPHO-TEHETUYECKUX METOJ/IOB, BKJIIOUAs
noauMmepasHyw 1enHyr  peakiuio  (IIIIP), pecTpukimoHHBII  aHamu3,
anektpodopes JJHK B araposznom rene, ounctky ITIP-npoaykToB Ha MarHUTHBIX
yacTuiax, ¢parMeHTHbld aHanu3, cekBeHupoBanue JIHK mno Conrepy wu
MOJTHOAK30MHOE cekBeHupoBanue. J[lms in SilicO onenku (GyHKIMOHATBHON
3HAYMMOCTH HOBBIX JJICJIbHBIX BAPUAHTOB '€HOB U PEKOHCTPYKIIMH TaIlJIOTUIIOB
UCIIOJB30BaHbl  COBpPEMEHHbIe  OumomHdopMaTtuueckue  momaxonabl.  Jlus
CTATUCTUYECKON 00pabOTKH Pe3yIbTaTOB MNPH CPaBHEHUH YacTOT ajuleiedl u
rarIOTUIIOB IPUMEHEH TOYHBIN TecT Puiepa.

OueHka J0CTOBEPHOCTH Pe3yJbTATOB MCCJIEI0BAHUSA BBIABWJIA UX
BBICOKYIO HAJIe)KHOCTb M BOCHPOU3BOJUMOCTb, KOTOpasi IOJTBEPKIACTCS
AKCTIIEPUMEHTAIBHBIMU TAHHBIMU, MMOJYYEHHBIMU C UCTIOJIb30BAHUEM ITHUUYECKHU
CTpaTU(HUITMPOBAHHBIX  BBIOOPOK  OOJIBIIOrO O0BEMa U aJCKBAaTHBIMU
MOJICKYJIIPHO-TEHETUYECKUMH W OMOMH(POPMATHYECKUMHU METOJAMH, YTO
MO3BOJIUJIO BIIEPBBIC OIEHUTHh BKJIAJl MATOTEeHHBIX BapuaHTOB reHoB SLC26A4,
RAI1 u OTOF B atuonoruto notepu ciiyxa y KOpeHHOro HaceneHusi PecmyOmnuk

TeiBa 1 Anrai.



PesynbpTaTel uccnenoBaHUS CTATUCTHUYECKH OO0paOOTaHbI, SIBISIIOTCS
JIOCTOBEPHBIMA M MOTYT OBITh WCIIOJIB30BAaHBI JPYTUMH HCCIICOBATEIISIMHU.
Hcnonb3zyembie OMOUHPOPMATUUECKUE TPOrPaMMBbl 00paObOTKH TaHHBIX HIMPOKO
UCIIONB3YIOTCA B CTAaThAX IO paccMaTpUBAEMOM TeMaTHuke. JlJIsi MCKIIOYEeHUs
KOHTamMuHanuu npu npoBeneHun [IP wcnonb3oBamuch OTpULIATENIBHBIC
KOHTpoiu. HaydHble NOJIOXKEHWS, BBIHOCHMBIE Ha 3allUTy, MNOATBEPKICHBI
pe3yiabTaTaMH HUCCIE0BaHUMN, MPEACTABICHHBIMH B BHJI€ PUCYHKOB U Ta0JIMII.

JIn4HBI BKJIAJ aBTOPAa COCTOMT B HEMOCPEICTBEHHOM Y4YacTHUU B
IJIAHUPOBAHUM W TMPOBEACHUM HAYYHBIX JKCIHEPUMEHTOB C MOCIEAYIOIIAM
oOcyxieHneM, 00pabOTKOM M MHTEpIIpeTaluell SKCIIEPUMEHTANIbHBIX JIAHHBIX, B
anpoOaIuu pe3ybTaToB UCCIIEAOBAHMS U MOJATOTOBKE IMyOIUKAIUH.

PaboTel mo cOopy Omonoruueckoro Marepuaia npoBoauwiIuch K.0.H. O.JL
[Tocyx (Muctutyt nutonoruu u renetukn CO PAH, r. HoBocubupck) u k.0.H.
M.C. banpi-Xoo (Ilepunaranshsbiii ieHTp Pecry6muku TriBa, r. Kei3bun).

[lonydyeHHBIE COMCKATENEM HAy4dHbIE PpE3YJIbTaThl  COOTBETCTBYIOT
cneruanbHocTu 1.5.7. — reHeTnka (OMOJOTHYECKHEe HAYKH).

JluccepTallMOHHBIM COBETOM CJHIEJIaH BBIBOJ O TOM, 4YTO JWCCEPTALMS
MPEACTaBIACT COO0OM 3aKOHUYECHHYIO HAyYHO-KBATM(UKAIMOHHYIO pPaboTy,
COOTBETCTBYET KpUTepHsiM myHKTa 9, ab3ar 2 «[lonoxxeHus o MPUCYKIECHUU
YYEHBIX  CTENEHEN», YTBEPKACHHBIM  TOocTaHoBieHHeM [IpaButenncrBa
Poccuiickoit @enepanuu ot 24 centsiops 2013 r. Ne 842.

Huccepraunonnblii coBeT 30 HOsOpst 2022 . IPUHSIT pelieHUue MPUCYIUTh
HManunpbuenko B.JO. yuenyio cremneHp kanauaata OHOJOTHMYECKHMX HAyK 3a
pelieHre HaydYHOW 3a/Jaud, CBA3aHHOW C  BBISIBJIEHUEM MOJEKYISPHO-
IFeHEeTUYECKUX MPUYMH HACIEACTBEHHBIX (OpM MOTEpH CllyXa M aHaIMU3y HX
pacnpoCcTpaHEHHOCTH Y KOpeHHOTo HaceneHus PecyOonmk TriBa u AnTait.

B xope 3amuthl auccepTanuMyd KPUTUYECKUX 3aMEYaHUN BBICKA3aHO HE
ob10. Couckarens Jlanmnpuenko B.FO. aprymeHTHpOBaHO OTBETHJIA Ha BCE

3a1aBa€MbIC B XO/I€ 3aCCAaHNs BOIIPOCHI.



Ilpu npoBeneHMH TaMHOTO TI'ONOCOBAHHS UCCEPTALMOHHBIN COBET B
KonuyecTBe 22 4yelnoBeK, U3 HUX 9 JNOKTOpOB HaykK IO crenuansHocTd 1.5.7. —
FeHeTHKa, y4acTBOBABIUUX B 3acellaHuM, U3 27 4eloBeK, BXOAALIMX B COCTaB
COBeTa, MPOrojocoBalu: 3a — 22, TNPOTUB — HET, HeIeHCTBUTEIBHBIX

OroyyIeTeHe! — Her.
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