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ToBu yTra:

YHaacnan: OpasMmTaAuinH cyganraaHsl Taamarnanaap AsnxXuinH HUWAT
XYH aMmblH 5-8% Hb M3APanN-m3gpaxynH coHcron Oyypantran 6aiix
Maragnanrtan 6erees magpan-mMaapaxynH coHcron OyypanTtbiH 50 XyBb
Hb yAaMLUMbIH LIANTraaHTam ra)k y3axk 6aiHa. YoaMLwnblH lWanTraaHTan
COHcron OyypanTtblH 75-80% Hb ayTOCOMMbIH PELIMCCUB Xonbapasp
yaamwgaar 6arHa.

3opunro: [yHruiiH yyasB4HUiA LOprbiH eprecen (EVA) 6ornoH MoHaWUHK
raXKk XenKUITan Magpan-MaapaxyH coHcron Gyypantan MoHron xyHa
SLC26A4 reH, TYyHUIA XyBUNOapyyablH OHLTOTMIAT UIPYYN3X 30PUITo
TaBuB.

Apra, apraunan: bug 2022-2024 oHbl XOOPOHA LWIanNTraaH Toa40 PXOurym
XYHA X3an6apuiH CoHcronbiH Oyypantran 500 xXyHui yamapxan ACHbI
KT wnHxmnraarasp OyHrMnH yyasaByHUiA LOpPrbiH eprecen(EVA)-Tan,
OYHIMAH apranTuiid aytyy xenkun (1.5 turns of cochlea with cystic
apex- incomplete partition type Il)-Tai, MOHOMHUIAH XaM LUMHXKTIN,
M3APAN-M30PAXYNAH LUANTraaH TOAOPXOMryn COHcron GyypanTt Oyxun
HUAT 13 XYHUIAT COHIOH aBd, BypaH-3k30oMbIH-gapaanan WES (Whole
exome sequencing) WMHXUAraar TarWBaHbl YHASCHUA UX CYPryyruiH
YXX-H KNMHUKMIAH yaaMm 3yiH nabopaTtopua XUnB.

Yp AyH: Monekyn reHeTukuiiH LUMHXKMAraaraap cyganraadj
xamparacaH 13 xyHaac 6u-annens SLC26A4 reHuinH 8 eep TOPNUiiH
26-H BatnargcaH sMrar Tepyynard xyBunbéap unspcaH 6a annenwuiiH
nastamkaap ¢.919-2A>G xysunbap 46% (12/26)-tani gasamrannaH
unapy, c¢.2027T>A (p.L676Q) xyBunbap 19% (5/26), c.1318A>T(p.
K440X) xysunbap 11% (3/26), ¢.1229C>T (p.T410M) xyBunbap
8%(2/26), c.716T>A (p.V239D), ¢.281C>T (p.T94l), c¢.1546dupC,
¢.1975G>C (p.V659L) xyeunbapyya Hb Tyc 0yp 4% (1/26)- Tai unpas.
CyananraaHg xamparacad 11 Hac (SLC26A4: ¢.919-2A>G)-Tai 60noH
7 Hac (SLC26A4: ¢.919-2A>G:, SLC26A4: ¢.2027T>A (p.L676Q)-Tai
XOEp 9PIrTaN Xyyxd4 3PYYySn COHCrofblH TOpPCceH Gereen AaBLUMHIYIH
siBUTanraap coHcron dyypcaH 6Gaiinaa.

OyrHanT: JyHruiiH yyassiHumn uopreiH eprecen (EVA) 6onoH MoHaANHK
raxx. xenkun Oyxui MoHron xyHa Ou-annens SLC26A4 reHumH
MyTauuuiiH 26 XxyBunbap WNapcaH Gereea annenuitH gasTtamkaap
€.919-2A>G xyBunbap Hb XxaMmruiH ux 06on C.716T>A(p.V239D),
€.1546dupC 33par xoBop xyBunbapyya unpaB. BypaH-3K30MbIH-
napaanan (WES) Hb MNMonumepas runxuH ypean(PCR)biH 6onoH NGS
LUMHXUMNTI3rasp WUNP33ryn rEHWMH MyTauMiAr TOImoox GONOMKTONr
MaHam cyganraaraap HOTNnorgox danHa.
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YHaacnan: OpasMTAuH cyganraaHbl Taamarnanaap
O9NXUIA HUAT XYH amblH 5-8% Hb M3aPaN-M34p3aXYiH
xan0apuiiH coHcron ByypanTtTan banx maragnantan
fereen M3apan-MaapPaxynH coHcron OyypanTtbiH 50
XYBb Hb TEHETUKWIAH LUANTIaaHTan raxk y3ak banHa'3.
YaaMLLUMbIH WANTraaHT coHcron ByypantbiH 75-80%
Hb ayTOCOMMbIH peuuccuB xanbapasp yaamwgar
Oereen  9pASMTAMWH  cypanraaraap  YHASCTSH
Xapransaxryi XaMruiiH HUWTRSr TOXMONAoX Ganraa
3Mrar Tepyynard reH He GJB2 6onoH SLC26A4 6ok
GanHa*. OnoH 3paASMTAUNH ©6PUAH YHASCTHYYAWNH
OYHO XWAC3H TapxanTblH cyganraaraap SLC26A4
FTEHUIH 3MIArTepyynard Xxysunbapyya He yaamLmbIH
LanTraaHT COHCron OyypanTblH XamruiH HUATAIC
Toxuonaox OGanwanaap GJB2 reHWdH MyTauUuiH
napaa opx bOainraa Gereegq SLC26A4 reH Hb 7-p
XPOMOCOM A33p Banpnaxk NeHApPUH X3MI3X SCUIH
Jotop 6GOMOH ragHa OpPOH 3aiH XO0OPOHA AaHWUOH
conunuox OONOMMXUIAM ONroAOr ONIOH Aamknarart
TpaHCcmeMOpaHbl  yypruwr — kogongor GanHa>®,
MeHaApMH Hb MX3BYNSH AoTOop uMx, Oamban
Oynuupxan, 6eepHuii aaaa unapasr 6a SLC26A4
FTEHUIMH XyBMNOapyya Hb COHCron ByypanThbir yyCrax,
ynMaap aytoCOMbIH PELEeCCUB XaMm LUMHXUIH Oyc
coHcron Byypant 6yxun (DFNB4, OMIM #600791)
OYHIMAH YyA9BYHUI LOprelH eprecen (EVA) acsan
MengpeabiH xam WnHX (Pendred, OMIM #605646)-
WAH YHACSH wantraaH 6Gongor GanHa®>'¢. DFNB4
Hb M3AP3N-M3APIXYW COHCronbiH OyypanT, AYHTUAH
YYA3BYHUI LOprbiH eprecen (EVA) 60N0H AyHIUIH
raxxur (MOHAMHUIH TraXk Xenkun)-TanW XxascapcaH
LUMHX33p unapasr 6on MNeHapeauiH xam LLUMHX Hb
OYHTUIAH YyA3BYHUI LOprbiH eprecen (EVA) 60onoH
XOEp TamnblH M3ApPan-M3Paxyl COoHcron Oyypant,
MoabIH COMUIMUOOHbLI angargan O6yxuin Gambar
OynuupxaH 3aHrunaaraap wunapaar 6GanHa'™s "7,
OpasMTaMiH  cyganraaraap AyHrMAH - YYA9BYMIH
eprecenTan(EVA) 60noH gyHruiH raxxur (MOHANHWUIAH
raxk xenkun) Oyxun coHcron OyypanTt Hb SLC26A4
reHuiiH - xyBunbapyyarain xonbooTon Hb TOAOPXOW
00ncoH 4 meH SLC26A4 6a EPHA2 reHuiiH anb
xyBunbapyya Hb Pendred xam LUMHXUAWAM YYCrax
Oanraar, MeH xoBop Toxuonaox Banraa KCNJ10
6onoH FOXI1 racaH eep X0Ep reH Hb anb AYHTWMIAH
YYA3BYUIH eprecenTait xonbooTon Hb MapraaHTan
Xx3B33p BariHa 8170,

SLC26A4 reH Hb canTtap cyanargax 6aviraa
Bereen, koanox Gycuir Oyxsna Hb xamapcaH 100
rapyv aMmrar Tepyynard xyBunbapyya OypTraracaH
OaviHa .

Cynanraaraap COHCron xamaapant [eHWIH
MyTaAUMWH  30HXUNOH MNApax xyBunbapyya Hb
YHASCTOH, SACTHYYAbIH XOOPOHA MX3J3XIH Anraatan
Banraa 6a xuwaan6an: SLC26A4 reHUiH MyTauuinH
xyBunbapyya Hb KaBka3 yHA3CTHUR ayHa p.T416P
6a ¢.1001G>A wmytauu, HAnoH 6onoH COMOHroc
YHOACTHUMA ayHa p.H723R wmyTtaum, TaiBaHbl xaH
YHOSCTHUI AyHA €.919-2A>G  MyTauuinH xXyBundap

UNyy TYraaman unapdy 6ainna?"=,

YAaamunbIH COHCIOMbIH OyypanTbIr OHOLUSIOXOA,
OBYHUM TYYX, Y3N3I, COHCIOMbIH LUMHXMWATS3, AYPC
OHOLLMATOO (KULLAS Hb, Yamapxamn SiCHbl KOMMbIOTEP
TOMOrpadpblH  LUMHXUITIY), MOMNEKYN TreHETUKMIAH
WMHXUNISS  iaapanaratan  Gereen  aaraspunr
XaM LWMHXWUIAH BONOH Xam LUMHXUIAH ByC COHcron
OyypanTbilr AnraH OHOLUNOXOA aiwumrnax 6arHa?’,
SLC26A4 reHUH HUATNAr xysunbap WNpyynaxag
MOMEKYN CKPpUHUHT wnHxunnras (PCR) Hb epTer
xamMa OonoBY LWMHB XyBUNOAp WNPYYNaxasa y4uup
aytargantan 0a gapaaruiiH - yeuwiiH aapaanan
Tortoox (NGS-Next-generation sequencing) aprbir
SLC26A4 reH 3apar Oycapg coHcron Oyypantrain
xamaapanTtai eMHe Hb cyanargcaH xysundapyyn
OONOH LUMHA 3MIar TOPYYIArd reHuinH xysunbapyyabir
UIPYYI3X 30pUIITOOP OHOLLUMIITOOHA WITYY ©preH
awmrnaxk 6anHa®?22®, CyynuiH >XMNyyasa reHeTuk
cyanan LUMHXISX yxaaH BypaH 9K30MbIH dapaanan
(WES) WWHXUAT39HMI apra Hb OHOLUSIOrOOHbI
yun gBubir  camxpyynax, MeHgenuiiH ©BYHUi
MOMEKYIbIH OHOLUMIAT TOAOPXONNOX04 4vyxan yypar
rYMLUSTraX axannaa. Tuinmaac WES WWHXMAT99 Hb
MOMNEKYN CKPUHUHT ©onoH NGS  WMHXMNraarassp
LWMAOSrA33ryW TOXUONAMYYAbIH OHOLUMIITOOHBI YP
ALUMIAr A93LWUNYYNaxaa unyy ad xonborgonton 60mkK
BanHa?,

Monron yncag 2016-2017 oHA XMAC3H COHCION

OyypantTtani 188 XyHa XMICSH KOXOPT cyganraaraap
MOHFON TYypraTHyyAblH TEHETUKWIAH OHLMOT Hb
Espon, A3uiiH Bycag XyH amTan xapbuyynaxag
anraatai Oanraa Hb TOAoOpxom OG0OnNCoH OGereep
M3APanN-m3gpaxynH  coHcron  Oyypant(SNHI)-Tan
HUIT 188 xymyycT SLC26A4 annenuiii 3 eep mytaum
XyBUnOapbir UNPyymk YyHasc ¢.919-2A>G(1.8%)
XyBunbapblH AaBTamMdk XaMrunH eHaep 0OaiB.
XapuH 3yyH A3WIAH XYH amj Tyrasman Toxuonaaor
C.2168A>G xyBunbap Hb 9HS cyganraaHg MOHIon
XYHA ~ unpaaryin  60noBY  AYHIMAH  YYO9BYUIH
eprecentan  xonbooTon coHcron  ByypanTbir
cyanaaryn Tyn cyganraar ypraypknyynaH cyanax
yHAScnan 6onnoo?s3t,
3opunro. [yHrMIAH YYO9BYHWIA LIOPrbiH eprecen
(EVA) 6onoH MOHAMHKU TaXK XOnKUNTIN Magparn-
M3APSXYWH CcoHcron Oyypantai MoHron XyHa
SLC26A4 reH, TyyHUn XyBunGapyyablH OHLTOTWIAT
UNPYYax 30pUNro TaBuB.
Apra, apraunan: bug cyganraar 2022-2024 OHbI
XOOPOHI XWX NYRLSTracaH Gereen yamapxan ACHbI
KTI WWHXUAT99rasp AYHIMWAH YYASBYHMIA LIOPTbIH
oprecen (EVA) gaHraap 60NOH OYHIMIAH SPronTUinH
aytyy xenkun(1.5 turns of cochlea with cystic apex-
incomplete partition type I)-Ton xaBcpaH UN3PCIH
MOHAWHU TaXK XOnKUNTIW, LanTraaH TO4OPXOWryn
COHcron Oyypant Oyxum HUWT 13 XYHUAT COHIOH
aB4 36BX6H OypaH-3K30MblH-gapaannbiH  WES
(Whole exome sequencing) LUMHXWNIAAr gapaax
Aapaannaap Xuix ryiuaTrana.
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Llycan TonGo rapraH aBax apra 3ym: OHaXyy
cyjanraaHp — xaraacaH UyCHbl Tonfo awmrnad
reHomblH OHX rapraH ae4y TanBaHbl YHA3CHMI WX
CYPIYYMnuiH FEHETUKMIH nabopaTopua LUMHKUNTIar
XUIMK TYWUSTIacaH 6a OHX-r anrax yWin sBuUbIr
apTomatr yasapuwyynax (MagPurix® 12S, Cat
No. ZP01016) mawwuH, ©Gypaan ypsamk(Cat No.
ZP02010)-r awmrnaH ryiuarras

WES vyHanra?s, pgarta 6onoBcpyynanTt
XUUCIH apra 3yn: OHX-uiH WES wWwmHXMNraar
TanBaHbl YHA3CHMI ux cypryynuinH (NTUH) Yux
XaMap XO0OmnoWH TacruiH ©GonoecpyyncaH Ul-
tramer® WnniommHa nnatgpopm MiSeq awwurnad
ryiuaTtrae [39].MnnomuHa nnatopmMooCc yyCracaH
OyX XOCOMCOH yHWMATYyAbIr software tools
awmrnaH 39paruyyrik, aHruimK, XepByyncaH 0a
HOr HYKNeOoTUAbIH oprnyynax xysunbapyyn OOnoH
fara XaM>KISHMIM aeneuu/mHcepun XyBundapyyabir
Tomgarnax, PolyPhen-2(HumVar), SIFT, LRT,
MutationTaster, MutationAssessor, FATHMM,
MetalLR 39par x84 X349H X9P3rcrviur awuurnad
AMrar TOPYYNIrdunH yHaNraar xmmB. XyH aMm gaxb
XyBunbapbiH annenuiH OaBTAMMKUIAT  ONOH-XYH
aMblH M3a3annuitH cad 6onox ANNOVAR-C (kuLLISS
Hb gnomAD [42] 6a ExAC) 6onoH TaiiBaHWii XyH am
Jaxb annenuiiH aastaMmxuiir TansaHuii BuobaHkHbI
M393NNUIH CaHraac raprax aBap*®

Magaannuiir  GONOBCPYYNCHbI  Aapaa  aMrar
TOPYYNary xyBunbapyyabil MexaHukaap YHIM9B.
bycag XxyH amblH M3499MNNUAH CcaHh annenuiH
naeTamxk 1%-unac ux barnraa Tyrasman TapxcaH aMrar
Tepyynard xyBunbapyya (kuwsd Hb, GJB2 reHuiiH
¢.35delG, p.V37l, ¢.235delC 6a p.M34T myTtaum )
Oyxun xyMmyycuir xaccaH 6ereea koanox 6yc acsan
CMNanCUHr Xacryyaaa GanpLumnran xysundapyyabir
OBYMH YYCrax maragnan eHaep rox y3aaj uaawabi
LWMHXUNTI9HA  30puyimk  xagranmas. LyyracaH
XyBUNBGapyyablH SMrar TOPYYNary LWUHXWUIAr Varsome

awmrnan Garanraaxyynas .  OynuMRpanT yycrax
reHWIH yaamimx xanoapyya Hb (e.g. AD, AR and
X-linked) “Online Mendelian Inheritance in Man”
(OMIM, https://www.omim.org/) M3a93nnuiH caHg
OyptraracaH Gangar[46], yr yaamiumx xano6ap 60noH
npo6aHa aaxb reHoTun 6a PEeHOTUNUIRH XOOPOHAbIH
xamaapan, Heneeneng epTceH rap 0yn gax coseg-
regation xyeunbapyydblH Xxamaapnbir xapransaH
wyyB. LyyracaH 6yx xysunbapyyabir the American
College of Medical Genetics and Genomics (AC-
MG)-c rapracaH yaupaamkMiH Jaryy aHruncad
Gereen 36BXOH “OMrar TOPyynard/amrar Tepyynax
MaraananTtan” rax aHruncaH xyBundapyyabir ©B4UNH
YYCIard rax y3op*.

Yp nyH: CygpanraaHg damapxa gcHel KTI
LUMHXUArA9rasp  AYHTUAH  YYASBYHWMWA  LIOPrbIH
eprecen (EVA) naHraap O0NOH AYHTUIAH SPranTuiiH
aytyy xemkun (1.5 turns of cochlea with cystic
apex- incomplete partition type Il)-Tan xaBcpaH,
OYHMUMIAH raxir (MOHOAMHY XaMm LUWHXK)-TIW wanTraaH
TOOOPXONIyl COHcron Oyypant Oyxum 13 XyHWIAr
COHFOH aB4 cyaanraar xuinaa. CyganraaHg
XampargcaH XyMyYCUIATr XYNCaap aHrunaxag aparTan
6(46%), amartan 7(54%) Gaiie. HacHbl aHrunnaap
aBy y35x94 HuMT 2-18 Hac xoopoHa OancaH 6a
ayHaax Hac 8 »wmn 6ane. CyganraaHa xamparacaH
13 xyHun 3 (23%)-4 AOYHIMAH SPranT X9BWUWH
OYHIUIAH YYA9BYHUI LopreiH eprecen (EVA) gaHraap
unapcsH 6on 10 (77%)-0 OYHMWIAH AOyTyy Spront
OOmNMOH AYHIUIAH YYA3BYHUIA LOPrbiH eprecen (EVA),
MoOHANHK rax xerkun xascapd, 6yx xyHa 2 TanbiH
UMXBHA M3AP3N M3APSXYWH COHcron Oyypantrain
GanB. buagHuii cypanraaHg oOponucoH 13 XyHun
5 (38.5%) Hb XYHO 33pPrUAH MIOPIN-MILIPXYIH,
8(61.5%) Hb MaLlL XyHA 33PrUiH M3 P3N MIAPXYMH
coHcron Oyypanttan 6ancaH 6a 2 xyH OaBLUMHIYRA
xanbapaap coHcron OyypcaH eryynamxran 6arnnaa.

XycHarT 1. MOHOWHM XaM LWIMHXXT3W XYMYYCUIAH coOHcron GyypanTbiH TYBLUMHI TOAOPXOMIICOH AYH

Yayynant | 33par lI33par llIzspar n=5(ab) [V3aspar n=8(ab)
n=0 (4b) n=0(ab)

AcaH gamxyynant /Tu/ 500 55.1+1.0 75.0+1.0
1000 69.2+1.1 81.1+1.2
2000 79.04+1.2 90.24+1.2
4000 86.2+1.5 91.1+1.5

AraapblH gamxyynant /Ty/ 500 60.1£1.0 79.0+1.0
1000 75.241.1 81.1+1.2
2000 82.0+1.2 92.24+1.2
4000 96.2+1.5 101.1£1.5

OdyHaax 100 77.4n6 84.3n0b
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CypanraaHg xampargcaH 11 Hac (SLC26A4.
€.919-2A>G)-tann 6onoH 7 Hac(SLC26A4: ¢.919-
2A>G, SLC26A4: c.2027T>A (p.L676Q)-Taii xoép
APArTan  Xyyxayya 9pyyn COHCroOfATOW TOpCeH
Oereen AaBLUMHIYW ABUTaunraap coHcron Oyypcad
acyymkran barinaa.

WES wuHxmnrasarasp Hunt 13 (100%) xyHa
ou-annenb SLC26A4 reHuiiH myTauu xysunbdapyya
unpse. YyHa 8 eep TepnuiH 26 Oatnaracad/
SMrar Tepyynard xyBunbap UnapcsH 0a annenuinH

xyeunbap 19% (5/26), c.1318A>T(p.K440X)
xysunbap 1% (3/26), ¢.1229C>T (p.T410M)
xyBunbap 8% (2/26), c.716T>A (p.vV239D), c.281C>T
(p.T941), ¢.1546dupC, ¢.1975G>C (p.V659L)
XyBunbapyya Hb Tyc 6yp 4% (1/26)-tai unp3as.
Cypanraaraap HUMWT 13 xyHuii 2 xyH(MG0295,
MG0499)-a SLC26A4 reHnitH ¢.919-2A>G romosnror
xyeunbap(homozygous varients), 1 xyH(MG0309)-a
SLC26A4 reHuitH ¢.2027T>A (p.L676Q) romo3urot
xyBunbap (homozygous varients), 10 xyHa SLC26A4

nastamkaap €.919-2A>G xysunbap 46% (12/26)- reHunH XyBunbapyya XxaBCapCaH T[ETEepo3uroT
Tan gaesamramnaH wnapd, c.2027T>A (p.L676Q) OGawgnaap unpas. (XyCHIrT 2)
XycHart 2. SLC26A4 reHUitH MyTauuitH gaBTaMx
leH WnapcaH XyHuin Ne MnapcaH xysunbapyys
MyTtaun xyBunbapyyn JasTamx
SLC26A4 MG0295;, MG0499;, MG0370;, MG0293; MG0338;
c.919-2A>G 12
MG0389; MG0419; MG0527; MG0572
MG0309; MG0338; MG0527; MG0626 €.2027T>A (p.L676Q) 5
MG0348; MG0349; MG0419 ¢.1318A>T(p.K440X) 3
MG0348; MG0349 €.1229C>T (p.T410M) 2
MG0293 c.716T>A (p.V239D) 1
MG0370 c.281C>T (p.T94l) 1
MG0389 c.1546dupC 1
MG0626 €.1975G>C(p.V659L) 1

Yamapxan acHbl KTT LWNMHXMAraaraap AyHrUAH
YYA9BYHUI UoprblH eprecen (EVA)-Tan 13 xyHuii
8-0 Hb SLC26A4 annenuiH ¢.919-2A>G myTaum
JaHraapaa unapcaH Oereeg AaBLUMHIYA COHCION
OyypanTbiH eryynamxran 2 xyHa SLC26A4 reHuinH
rOMO3MIOT FreHUH MyTaum TOA0OPXOMNOrANoo.
Xanuamx: 3pasMmTauiH TaaMarnanaap AyHruiH
3PranT  X3BWIH, OYHIUAH  YYO9BYHUI  LOPrbIH
eprecen (EVA) 60noH gyHrMiiH MOHAMHW ra)< XenKun
Hb XOEP TanblH YUXHUA MaLL XyHA 33PrUMIUH M3gpPan
M3APAOXYWH COHCron OyypanTbir yycraxk OainHa.
BuagHuii cynanraaHg OpoSiUCOH AYHIMIH YYA3BYHUNIA
uoprolH eprecen(EVA), ayHruiH MoHAWHKU rax
XODKUNTAW  HUWT 13 XyHUIM COHcron OyypanTt Hb 2
TanbiH YuxaHg unpas. MeH HUIT 13 xyHuin 5(38.5%)-
O Hb XYHA 39pruiiH, 8(61,5%)-4 Hb MaLU XyHA 33PTUiH
M3APAN M3AP3XYWH COHCrON ByypanT Unapd, X6HTeH
OOmNMOH AyHA 39PTUIH COHCron ByypanTt UNpasryn Hb
Oycag cyanaaygblH cyganraaHyyatam wkun yp ayH
xapyynnaa.’*+2

CoHcron ByypanTbiH X3N09PUIH XyBb UX3HX
cypanraaHyygag SLC26A4 reHuMWH wMyTauu Hb
M3APAN-M3AP3IXYNH COHCron OyypanTbir UNyyTau
YYCTOA43r XOMI3H CyAnargcaH 4  3apum  LeeH
ToXuonaona xonumor 6ONOH gamxkyynax xandapuiH
coHcron Oyypant unpax Gamanaap OypaTraracoH
fanHa.*® MaHan cypanraaHg HUAT 13 eB4uTeH Oyra
(100%) m3apan-MaapPaxyH coHcron OyypanTran
BancaH 6a xonumor 60MNOH AanKyynax XanboapuinH

coHcron Oyypant unpasaryn Hb SLC26A4 reHunH
MyTauu Hb WIAYYTIA MOAPIN-MIOPIXYHH COHCION
OyypanT yycaxaa Heneerk Oyiir xapyymxk banHa.

CoHcron OyypanTblH Jaampkpax $BL, Uuar
XyrauaaHbl XyBbJ, MOH xapunuaH agunryi Ganpar
Tanaap cyanaracaH OGanagar. CoHcron Oyypant
Hb TepenxuinH Oaibk Gonox 6ereea, AaBLUMHIYI
xanbapasp Myygax Tanaap OJIOH HOM COTryyng
TOMASNaracaH GanHa.  JaBwuHryin  xanbapuiH
coHcron byypant Hb 17-60% Oaipar.**4¢ SLC26A4
reHuinH Gu-annens XyBunbap Hb coHcron Oyypant
9pT yea XypaaH AaBLUMHIYRn siBuTan Baix 6onox
MEH COHCron OyypanTt gaamkpaxad TONrONH raMTan,
OHAep Xanyypant 39par Xy4uH 3yin Heneenger
Tanaap OnNoOH cyanaadng OudcaH Ganpar’s+
XaMrmH Ux TOMOIrN3r4CcoH Hemneenex Xy4uH 3yiun
Hb TOMIOWH raMTaN OM.4™*® BuaHU cyaanraaHg
xampargcaH 11 Hac (SLC26A4: ¢.919-2A>G)-Tan
0onoH 7 Hac SLC26A4: ¢.919-2A>G:, SLC26A4:
€.2027T>A (p.L676Q)-Tan x0&p SParTan xyyxayya
3pYyn COHCrONTOW TepceH Oereen AaBLUMHIYRA
aBUTaNraap COHCron MyyacaH acyywkran 6aiinaa.
MeH cyganraaHg oposiUCOH HUAT 13 XYHI3C TONMOMH
rOMTON aBCaH 3C9X acyymxui Oyrg YryncracaH
XapuynT eres.

©Hee ye MOneKysn reHeTUKUIAH OHOLLUIITOOroop
©preH XYpP9sHWi cypanraaHyyg IpYUMTIN XURTL K
SLC26A4 reHunH Ou-annenb SMrar Tepery
xyBunoapyya (romosurotr OONMOH  reTeposuroT),
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SLC26A4 reHuiiH Har aMrar Tepyynard xyeunodap
6onoH FOXI16a KCNJ10 reHUiH Har SMrar Topyynary
xyBunbapxascapcaH yea AyHIMIAH Yy4 9BYHUNA LOPTbIH
eprecen (EVA) 60noH MOHAMHM raX Xenkun yycaxaa
Heneemx Oyir xapyyncaap 6ainHa. 3H3 Hb YHASCTSH
Oypa eBepMeL XxapunuaH agunryin Gangnaap unapu
BanHa. XXuwass He: Llakymoto 6onoH [Mak HapbliH
AnoH 6onoH ConoHrocbiH EVA 60noH MoHauHu rax
XODKUNTIW XYMYYCUIAH OAYHA XWWC3H cypanraaraap
cyganraaHa — xampargcaH  xymyycunH — 80%-g
SLC26A4 reHWiH 2 3Mrar tepyynard Xxyeunodap,
10%-a Har aMrar Tepyynard xysundap unapd, 10%-
4 AMap Har aMrar Tepyynard xyBunbap Mrpasryi
BanHa.**®® EpponbliH 60onoH Xowa AMEPUKUIAH XYH
aMmg XWAC3H cyganraaraap ToxuonanblH 25%-4
SLC26A4 reHuiH 2 sMrar tepyynard xyesunodap,
25%-pn SLC26A4 reHuiH 1 amrar Tepyynard
xyBunbap unap4, ynacsH 50%-a smrar tepyynard
xyBunbap wunpaasryn 6aiHa.®'? BugHui AYHTUAH
YYA9BYHUI LoprbiH eprecen (EVA) 6onoH MoHAWHK
rak xenkun oyxui monron 13 xyHa WES LUMHXMNras
Xunxag 6yx xyHa oytoy 13 xyHa 6u-annenb SLC26A4
reHWAH MyTauuM XyBunbapyya wunapcsH Hb EVA
MoHAWHK raxk xenkuna xamaapantan 60nox eMHex
cyaanraaHyyabir 6aramk 6ariHa.

BugHui  xXuMikCaH  cypanraaraap Oycan
YHOSCTHUW AYHA  HUATNAr TapxcaH c€.919-2A>G
xyBunbap 46% (12/26)-taii paBamMramnnaH Wnapu,
©mMHea CubupuiH XyHa ama XUIWCSH cyganraaraap
TyBa YHAICTAHA HMUTNAr  unpax ¢.2027T>A
xyBunbap Hb GugHun cypanraaHp 19% (5/26)-tan
unapy, MpaHbl XyH amMa XMWCOH cyganraaHi LIWHD
(novel) xyBunbap xaM39H OypTraracsH C.716T>A
(p.V239D), ¢.1546dupC 33par xoBop xyBunbapyyn
MOHFOST XYHA WM3PC3H Hb MOHTONYYYAbIH TYYX3H
SIBLbIH UX HYYO3NTal xonbooTton 6aix maragnantan

Gereenq MoHron TyyprataHr yycrax Oyl OnoH
YHOSCTSH SACTHbl OHUMNOITOW 4 Xxon6ooTonm BGamx
rox y3axk OGamHa. XapuH 3yyH A3WAH XyH amg
TYraaman toxuonagor ¢.2168A>G xyesunodap, AnoH
6onoH ConoHrocdyyaaa p.H723R xyBunbapyya Hb
0400roop 3H3 cyganraaHg unpasaryin danHa.?’»
CyynuiiH  yea ApapaaruiH-yeuiH-gapaanan
(NGS) 60noH 0ypaH-ak30MbiH-gapaanan (WES)
33par apryyablH XypaauTran xenkun Hb cyanaadgag
coHcron OyypanTblH yn  M34adrAdX wWantraad
3Mrar Tepyynard xysunbapyyabir  TOAOPXOMNOX
OONOMMUIT ONrOCOH BanHa.’?%" AnaHrysa ©GypaH-
ak3omblH-gapaanan (WES)-p  MONeKkyn CKpPWUHUHT
(PCR) 60noH NGS LUMHXMMNra3rasp npasaryi reHniH
MYTaLMIAr TOToox BONOMXKTONI MaHamn cyganraaraap
HoTnorgox GanHa. bug yr cynanraang KTI sypart
EVA & Mondini malformation wuHX wunapcaH
HMT 13 eButeHg WES LUMHXXMNT3ar awumrnaH Har
ye warttanraap Oyx xyHa 6ywy 13 (100%) xyHa
Oou-annenb SLC26A4 reHuiH 8 eep TepnuiiH 26
Garnargcan/amrar Tepyynard xyBundap WnpyyncoH
Hb Lar xyrauaa 60rmoH OHOLIMATOOHBI Liap XYPIaTanr
xapyymk banna.
OyrHanT:

1.  [OyHrMiAH YYyA3BYHUIA UOPrblH  eprecen
(EVA) 6onoH MoHauHK raxk xenkun 6yxun MoHron
XyHa Ou-annenb SLC26A4 reHWiH MyTauunH 26
XyBunbap unapcaH Gereen annenuinH gastamMxaap
€.919-2A>G xyBunbap Hb XamruiiH TyrasmMan tancax
oon c.716T>A (p.V239D), ¢.1546dupC 39par xoBop
XyBUndapyya unpyynnaa.

2. bypaH-ak30MbIH-gapaanan (WES) Hb
Monumepas rmHxuH ypBan(PCR)-biH  6onoH NGS
LUMHXKUIT33ra9p UNP33aryii reHUAH MyTauunr TOrroox
OONMOMMKTONT MaHai cyganraaraap HOTMOrgoX
OaviHa.
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