YTBEPKIAROD

Mipexrop deaepaabHOrO rocyapeTBeHHOI0
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LIEHTP POCCUMCKOM AKAJL

KA N

OT3bIB
Beymeit oprannsaiiu

na auccepraiponnyo padory Hanunsuenko Banepun HOpbeBHBT « AHATH3 IEHCTHYCCKOIO

KOHTPOJIA HACJHEIICTBEHION TIOTEPH CIyXa B ITOITYHATIAX pHZL‘d PErrnoHOR C HPHY.

MMPCICTABICHHYIO Ha COMCKAHKUE y‘IéHO 1 CTEICHN KarjgaTra OUONOTHYCLKHK HayK TG

cneruansoct 1,57, — reneTuKa

AXTYalILHOCTH TEMbI BLITIOJIHEH0I paboThl

Jluccepranmonnas pa6ota Jammneuenxo Banepun FOpbeBHEI MOCBALICHA H3YICHALO
MOJIEKY ISPHO-TEHETHYECKUX TIPUYMH HACTHEHCTBEHHBIX (OPM IOTEPH CliyXa W aHaln3y #X
pacrpocTpaHeHHOCTH Yy KOpeHHoro nacenenns Pecriybrm k ThiBa it AnTaif

HecnuapoMansHaas (M30MHPOBAHAAS) HACIENCTBEHHAS TIYXOTa OPEACTaBIseT Coduil
FeHeTHYECKH UPe3BBMAiHO  reTeporeniylo  (0kono 160 TOKycOB) TPVIIIY MOHOTEHHBIX
5a00JIeRUENH, CO  CXONHBIMI  KIMHWYECKAMH NPOABTEHUAME. Lipy 9TOM  [eHeTHYeckas
BapHaOeBLHOCTE  HMMEeT BBIPSUKEHHBIE OTHOTeorpaduueckne ocobennoctu. llartoreniinic
papuanThl B reHe (G/B2 grisroTcs Haubonee yacTol MPUUMHON 5TOH IaTojoruy  BO MITOIHN
nonysirsix Mupa (1o S0% ciygaes B Espornie). BTopbIM 10 3HAUUMOCTH. 110 KpalHen Mepe, 11y
pAZa A3MATCKWX MONyJIsLmi, spisercst rer SLC26.44. PacipocTpaneHHOCTh TeHETHUECKIX (HopnM
MOTEPH  CIIyxa, BBI3BIBAEMbIX  jgedexkraMyd  JpyrHX TFEHOB  H3y4YeHa  HEJ0CTaTOYHO,
STHOCTIEIM (PHYUECKIE NATOrCHHBIE BAPUAITEL U1 MHOTHMX PETHOHOB MUpa HE ONHCaHbL B cassu
C OTHM, IS JAHHOH [ATOJOIMH HE CYIUECTBYeT YHUBEPCAIHLHON ;mar‘noc,-';‘r«!r»{écx«'o‘;'x

FeHETHYCCKOH MaHelH, UTo [Ms PeirioH0E ¢ BBICOKOH PACHIPOCTPAREHHOCTRIO HACSICTBEH M

PITYXOTBI UMECT OTPOMHOC 3HATCHMC. Taxim ()6p"d?»(iM, HOBH'SH& N aKTyaJIbHOCTL VIC‘CHC,?LO BAF LS



HECOMHEHHB W TPOJUKTOBAHBI HEOOXCHMMOCTLIO M3YUEHUs CIHEKTpa IeHeTHYECKUX (PODM
HACJIeACTBEHHOM MTYXOTHl Y KopeHHoro nacelienns PecrryOmuk TeiBa n Anrai.

CoopMynmupoBaHHBEIE aBTOPOM 3a/Ja"H HCCIENOBAHMA B IOJHOH Mepe OTpakaroT MyTd
JOCTHYKE@HHST TTOCTABMCHHOH Hemm.

Hay4qHo-npakTHYecKas HeHHOCTh JHCCepTaluu

B pesynsrare paboTh! 1mosyueHa HHGOPMAHS 0 CIIEKTPe NaTOMEHHbIX BAPHAHTOB I'€HOB
SLC26A44, OTOF, RAII, MT-RNR! y typpuanes u airafines. Ha ocHOBe MONy4EHHBIX JaHHBIX,
MOJIEKYIAPHO-TEHETHYECKUH  JIHArHO3  MOYKHO  YCTAaHOBHUTH Ul CYLIECTBEHHOH 10/
obcneyeMblX anuenToB ¢ motepeit ciyxa (50,5% ~ g TyBuanes u 34.5% — st anraiies).
DTU jaHEble MOTYT OBITH HCIONB30BaHbl [t paspaborku crnenuduunoi JAHK-anarsoctukn
HACNeyeMoll TIyXOThl [yl KOpPeHHOro Hacesiexns PecryOmuk TwiBa u Anrait. Tlonyuennble
PE3YIBTAThl MOT'YT OBITH MCIIOJNB30BAHE] I MEJMKO-ICHETHUECKOT0 KOHCYIbTHPOBAHMS CeMel,
OTATOIIEHHBIX TIATOJOTHEH cTyXa.

3HAYMMOCTE HOJIYYCHHBIX PE3VIBTATOB AJISI PA3BHTHS COOTBETCTBYHOMET oTpaciv
HAYKH

B pesymabrare BBITOJMHEHHWS IPEACTABICHHOM pabOTBl BIEPBbIC BBISBICH CIEKTD
[IATOTEHHBIX BaPUAHTOB (B TOM YHCJIE M HEe ONUCAHHBIX panee) TeHa SLC2644, olieHeHa KaK WX
HacToTa, TaK M 4acTOTa MOIUMOP(QHLIX BAPUAHTOB B MOMYIAIISIX KOPEHHOTO HaceneHus TyBbI
w Anrasg, 4TO paciiupseT MHUPOBBIE MaHfble 00 amIeNbHOM pasHooOpa3wu 5TOro rewa.
Wudopmanus 0 CrnekTpe TaToreHHbIX Bapianton renos (GJB2, SLC2644, OTOF, RAIl, MT-
RNRI y tyBuHIEB M anrafiies axryanpHa Juist paspaborku cremuduunoi JJHK-guardoctrky
HACTIEAYEMON IIIYXOTHI I KOPEHHOTo Bacenerus Pecry6muk Tema u Anrait, TIpumencrue
Pe3yIbTaTOB UCCIENOBAHMA B IIPAKTUKE [TO3BOJIHT YCKOPUTE MPOTIECC MOCTAHOBKY UArH03a /Il
NallHEHTOB,

O0bem U CTPYKTYpa XHCCEPTAT M

IIpencrasnennas paGora ohOpPMIEHA 10 KIACCHYECKON CXeMe H COCTOMT M3 Bmemenus,
O630pa nuTepaTyphl, Marepuanor I MeToJOR MCCTenOBaHus, Pe3yiasTaToB u oGCykIeHus,
Baxmrouenus, Bemogos u Crmcka muTepatvpsl Pabora npez{craBlneHa Ha 145 crpanunax
MALIMHOIHCHOTO TeKcTa, comepxkut 135 rabnum, 21 pueynox w 4 upunoxkenuss CIHCOK
UTEPATYphl BKIIOUAeT B cebs 284 ‘Hﬂﬂ".\-?l.?'i"IVCBE!"rH'TSL B TOM uucie 24 oTeuecTBEHHBIX H 260
3apy0eKHBIX HCTOTHHKA,

Bo Bsenennu DOMHOCTBIO PacKpBITHI  AKTYATBHOCTH MPOOIEMEI, €€ HOBH3HA W
IpaKTHYeCKas 3HAYMMOCTH paboTel. JinTepaTypHbit 0030p BBIIOTHEH OYEHb JTAKOHUYHO (23

CTPAHMIbI), HO, BMECTE C TeM, MOXPOGHO, ¢ TIPUBJIEUEHHEM JOCTATOYHOTO KOJMYECTRA

IIATEPATYPBL, OOIBIIMHCTBO M3 KOTOPOH O1yOIIHKOBAIO 38 PYGEXKOM.



Marepraiasl 1 METOABI Oomucansi o (pabiHo (16 crpanun). Jas BeimonHenus paboTbl
UCIIOJIL30BAHBI  CAMBIE  COBPEMEHHBIC  METONLI  MOJIEKYJIAPHO-TEHETHYECKOrO  aHajnsa.

HpeﬂCTaBHCH'(l penpescHTaTuBHadz BBT6OD.I‘C';1 TTAMEHTOB

PesynbTaTel m oOCyXKAeHHE H3J0kKeHbI TOAPoOHO (49 CcTpaHHN), XOPOWIMM Hay4HBIM
A3BIKOM. [ J1aBa MpescTaBieHa TPeMsl Pas/ie/laMHy, HepaBHbIMK 10 00beMy (KakK OMMCaHMs, TaK U
MpojielaHHON paboThr), HO 00YCIOBIEHHBIMI JIOIHYeckn. B mepBoM paszzene riaBbl IO3TAHO
OIMCaHbI Pe3yNbTaThl HccnenoBanus rera SLC2644 y xopennoro Hacenenust Pecybnukn ThiBa
n PecrryOnmukn Anrad (IIOMCK I[IaTOI€HHBIX BAPUAHTOB Yy MalMEHTOB, aHAJM3 TEHOTUIIOB H
raryIOTHTIOR Y TIALMEHTOB C IIYXOTOM, aHallM3 YacTOTH! BBLIBJIEHHBIX BAPHAHTOB Y HACEIICHUS
H3YYEeHHBIX PecnyOnuK M TeppuTOpHaibHBlE 0COOEHHOCTH HX PACHPOCTPAHEHHS, aHalu3
pacripocTpaneHHOCTH Haubosee vactol mytaiuu (¢.919-2A>G B rene SLC2044) y nacencnus
EBpasun, MOMCK JI0Ka3aTelbeTB 3 PexTa OCHOBATENS TOH HYKICOTHIHOM 3amenbl B Tyae).
CoOcTBenHO, yXKe 9TOT (parMenT paboTei ABJISETCS BIOIHE aucceprabermpapiv. OnHako,
ABTOPOM, TTOMUMO 3TOT0, OBLT IIPOBEAEH NOTHOIK30MHBIN TIOMCK MATOT€HHBIX BAPUAHTOB B TPEX
OONBIINX PONOCIOBHBIX M3 PecrnyOnmkm Ajrail, OnmMcaHHBII BO BTOPOM pasjieiie TJiaBbi. B
pasjiesie IPelCTaBIeHbl PE3YIbTaThl aHai3a, 1ipiH KOTOPOM OBLTH OIMCAHBI JIBE€ HOBBIE MYyTal[HH
(B renax RAIl w OTOF), ans KOTOPHIX Takke OpLTa ITPOBEJEHA OLCHKA BCTPEYAEMOCTH KaK Yy
ALMEHTOB C ITYyXOTOH, TaK M B TMONYIsuax. TPeTbs W UeTBEpPTAsS 4acTh IUIaBbI TIOCBALICHA
CKPMHHHTY W3BECTHOW IPH TIIYXOTe ITaTOreHHol 3amensl m.1555A>G B MUTOXOHApUANLHOM
JIHK (y TyBUHLEB U anTalilieB JaHHas 3aMeHA 3apETUCTPUpPOBaHa He OblIa) U CPABHUTEILHOMY
aHATM3Y PaCTIPOCTPAHEHHOCTH BBISBICHHAIX TATOIeHHBIX BAPHAHTOB y TYBUHLEB I AjTailles.

B 3axOueHIN KPATKO CyMMUPOBAREI PE3yILTATE TPOCIAHHOH paGoTh.

PeKkoMEeHIAIHN 110 HCHOIB30BAHNIO Pe3yIbTATOB H BHIBOAOB AMCCepTANMOHHOI
paboThI

HCTIOMB30BAHBL IS MCOUKO-I'€HETUYCCKOTO

[lomydennrle pamuble MOTYT 63

KOHCYJIbTHPOBAHHUSA CEMEH, OTATOIeH HBIX HATCIOrHEN CTyxXa.

PGB}’HBT&TBI HCCICHOBaHUsL, TCOPL © TIOJIOYKEHNS 1 TIPAKTUHCCKHUE PEKOMCHIAIINH,

H3JIOXKEHHbIE B TUCCEPTALMOHHON patote Jasunsvenxo Banepun KOpbeBHBI MOIYT OBITH TaKKe
UCIIONB30BAHBl B 00pasoBaTENBHOM [pohecce B MeAMUUHCKHX BVY3ax u na xadenpax
[OCTEIUIIIIOMHOT0 00Pa30BaHuUs CICIHATHCTOR PH 1IPEOJABAHIN MEIUIIMHCKOM MeHeTHKH.

S mdphantos renos SLC2644, OTOF. RAII, MT-

WMudopmaius o crexTpe natorcH

RNRI y tyunues m antaifier axtyansta juist paspaborku crenmdpuunoit JHK-iuaraoctiku

HaCJIelyeMOH TIYXOTBI JUIS KOPEHHOTG Hac “eciyOnmk TeiBa uw Anraii.

BeIBozbl paboThl YeTKO CROPMYINIPOBAHLL W COOTBETCTBYIOT IOCTABJICHHBIM LENH M

3agavaM HCCJIeLOBaAHU .



ABTopedepar MONHOCTEIO COOTRETCTRYCT JUCCEPTAIlA W OTPAXKAET OCHOBHBIE ATaIlbl
paboTel, BBIBOABLI W Pe3yAbTaThL [lofvueiHpe pesyipTaTthl HATJAAHO O(POPMIIEHBI B BHJE
rpaukoB u Tabmum. OOCYKAECHME Pe:vibLTarToB pa3sMeleHO B COOTBETCTBYIOIIMX pasieiax
OITMCaHMA PE3yIbTaTOB.

ITo Teme muecepranuu onmyOnuKosanhl / eraTelt B KypHaiax u3 nepeurst BAK, 1 riasa B
MoHorpaduu.  Ilpomexyrounbie — 3Taitis JOYKIAINCh  HA  HAYYHBIX  KOH(EPEHIIHSX.

cuenuanenoctn  1.5.7. (03.02.07) — I'eneruxa

Huccepranuonnas padoTa COOTBETCT
(6romoruveckue HaykH).

B xauecTBe 3aMeUaHMIl CTOWT OTMET!Th, 9TO JMCCEPTAHTY HEOOXOMMMO aKKypaTHee
VCIoIb30BaTh Tepmunosoruto. Hampuyvep, ga crp. 100 mprucyTerByeT dpasa «...onpexeneHa
JIOTISL «TEHETHICCKHX CITYUaeBy MOTEPH CITyXa B BHIGOPKAX TYBHHCKHX M aNTaiiCKuX NAlHEHTOR —
50.5% u 34.5%, cooTBeTcTBERHO». OTO He corceM BepHO. O "reHeTHYeCKHX clydasx’ MOKHO
POBOPUTE MOCJIE MOJHOTCHOMHOTO CKPUHANINA Y BCEX JIAIMEHTOB, YTO B HACTOSIIEE BPEMs BPS
JIE BO3MOXKHO. B 9TOM e CiTydae MOMKHO IOBEOPHTE TOMBKO 0 TIPOIEHTE CIYUYaes ¢ reHeTHIeCKH
NOATBEPIKACHHBIM JHArHO30M. [10Z00HEIX MOMEHTOB B TEKCTE HE OUYeHb MHOMO, HO OHHU
MPUCYTCTBYIOT. DBBICKA3aHHbIC 3aMevanuz He HOCAT TNPHHIMIMAILHONO XapakTepa, He

;}'EF_I‘I"%"!'[})IX AMCCEPTAHTOM, M HE YMAJAKOT 3HAYCHUS

3aTparuBarOT CYTH HaYUYHBIX BBIBOJOB, ¢

IIPEICTABICHHOHN padoThI,
3ax/iouenue

T

Huccepranponuas pabora [Hamnnsyenko Bamepun IOpbeBHEI Ha Temy «AHau3

PEHETHUECKOTO KOHTPOJSL HACAENCTBENHOY [OTEPH CilyXa B TOMYIAIMAX sl PErdOHOB

Culupu» sIBISETCS 3aKOHUYEHHOH

aKTyaﬂbHOH Ilay‘IHOI’I 3a1a4u, LIMelOHl 1

Juccepranust COOTBETCTRYET '1.'p{

centabps 2013 r. N 842 (B pemaxnun ¢ M3MCHCHHAME, YTBEPXKICHHBIMU [loCTAHOBIEHTEM

ITpasurenserBa PO ot 21 ampens 2016 r. i

20.03.2021 Ne426), mperbABISEMBIM K

pea. ot 01 oxTabpst 2018 r. Nel1168, pen. or

KaHaupnaTta MEQMIMHCKHX HayK, a ¢e 4

HPHUCYKACHUA CTEIICHM KaHIrara o)

['eneTHKA.

OT3BIB BEAyHICH Opramm3aiiii 1 YTBEPXKIEH HA CEMHHApE jgadopaTopuu

HOH}/HHLU/IOHHOQ TEHETUKM Hay‘IHO—‘r}.C‘;‘ IBATCARCKOTO UHCTUTYTA MEJIMIIMHCKON TIeHEeTHKHA

DenepanbHOr0  TOCYIAPCTBEHHOFO HAY4HOro  yupewueHus  «Tomckui



HAIIMOHATEHBIH  HMCCIENOBATENLCKUM  MEIUIITMHCKIHI IEHTP Poccnifckoit  axamemmu

(iporoxosi Ne 13 or« 19 » cemrabpa 2022 rona).

PykoBommTens 1abopaTopry IOMYIAIMOHHON TeHETHKI
HaywmHo-nccine0BaTebcKOor0 HHCTUTYTA MEAUIIMHCKON TeHETHKI
DeiepaibHOrO TOCYAAPCTBEHHOTO OIOHKETHOTO HAYYHOTO YUPEIHKIACHIS
«TomcKkut HATTMOHAILHBIN HMCCIIeI0BATEIbCKAN

MEIWTUHCKUH TIeHTp Poccuiickoll axaneMuu Hayk»

1-p men. Hayk (03.02.07 — reneTrka)

Hazapernxo Mapust Cepreesra \)\/Ur\)éy/

Hayunblit coTpyIHHEK J1a00paTOPUX IOILYIIAIHOHHON TeHETHK
Hayumo-mcciae1oBaTeIbeKoT0 HHCTHTYTA MEAUITHHCKOM TeHETHKHI
deepa IbHOrO TOCYAPCTBEHHOI0 OI0UKETHOIO HAYYHOIO YUPEKIECHIH
«ToMcxuil HamoOHATBEHEIN HCCICI0BATEIThCKIY
MEJIMIIIHCKUH 1TeHTp POCCHICKON akaneMuy HayK»
kanz. 6woi. mayk (03.02.07 — resetuxa) 57>
BaGymknaa Hanesxna Ierposra G

IMoarmck n-pa mex. Hayk M.C. Hasapenko u
xam. 6wo. mayk H.IT. babymxusol ynocrosepsro
Vuenslit cexperaps PenepanbHoro

rOCyIapCTBEHHOTO OXOKETHOTO HAYUHOI'O YUPEIKIEHH
«ToMCKHI HAIIMOHAJIBHBIA UCCIIeI0BATEILCKUAN
MEJUITHHCKAN 11eHTp Poccuiickol akamemMun HayK»
KaH AT OHOTOTHYECKIX HayK
Xwurpuuckas Mpura IOpbesna

634009, . Tomck, ep. KoonepaTusHsIH, 1.5.
denepatbHOE TOCYNAPCTBEHHOE OIOUKETHOE
Hayuroe yuapesxxaenne « ToMCKuHN HallmOHaIbHBIHI >
HCCIE0BATETLCKIH MeIUIMECKIY TeHTp Poceniickoit: =
aKaIeMUN HaYK»,
Caitr oprasusanuer: hitp://www.tnime.ru/
e-mail: center(@ tnime.ru

tenedon: +7 (3822) 51-10-39

HAYK»



