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NN P77 NN

LOXHD1

ITIDWN NXIDD NINOWNA INXN] p.Argl572*-1p.Argl494* ,c.46delC NIXDINN «
790 DY MTITAD ,ATY70 NMINN-N1I NN »

(MY03A) 3A 'TI'D

177 NXIDD NNN N71TA NNOWNA 170N0Y NPXDID 3 NIVIT! »
NINTPINN DYYN NAYAA7NNN 71 .

NN NND 727 ATITADI NN APVYTNA 7000 NVIDYn Y7 e
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(MYO074) TA I'TI'D

SNPIND-ITIOWN NXINDD NNOWN NXXN] p.Gly214Arg N'XDINDN DY TN' €.2187+1G>A NIXDINN »
NT70 Npiny Nivan oy ,(USH1B) 1B 21DN IWN N1INDN DY

NT'70 NN N'NANDAN-7X NIYIAN DY NNIDDPATIN NNOWNIA NNXNI p.Asn207Ser n'XDINN -«

INIINDN-7X NYINY 1717 DY 171D XXIDD NNOWNA 17NN p.Arg657Trp-1 p.Vall0Ala Nnixvinn -
nT70 11111

(MYO015A) 15A |'ti'n

NMINN~NNII NIYAN DY TIOWN NXIDD NNOWNA INXN] ¢.373delCG-I p.Arg2728His NPXDINN »
|PTN DY NY'DNNY ,nT"7D

NN NPIDY NN 0OY "N KXINDD NnhOYnN1 nN7ann p.ASp2823Asn nXDINN

nTn NPINY NIYAN DY TP XXINDD NNOWNI NNXN] Del3446Ins23 N'XbInn

OV ' TIDYUN NXXIDD NINOWDA ,NINNNX NIVIT NPXDIN OV TN ;NNXD] p.Gly3287Gly n'XLINN .
|DTN DY MTATNDY NPZINY-N1IIN NN

SYNE4

171V NXIDD NINOWD "N NN7aNN ¢.316delAT n'Xvinin -«
NOw NYIDT 7 INN7 ,NIT7'2 70NN NYDUN NPT .
NN NND 727 ATATADI NN APYTNA 7000 VIDYn Y7 e

TECTA

ITIDWN NXIDD NNOWNI NNXNI p.Thr83Met niXvInn e
NT'70 ANN-111 DYDY NTYT .

2i7NI DIAAN TANT DI'YDIND [INYIND M) 'NIWYNW DN

D'PNIVN WA NINXDI [0 PN NINANDATZN NIYIINT NN NN'WIA 0200 TN 722 NINXDID
NINDY 3N N7N D12ID TNN 722 NIXDID L(ANND NI OXAD WIID TAN PRIV ,INI72) a0 7w
NXIDD ,T272 NOX NNOWNDI QN IN,NINOWD 7W DYIN 19DNA NI TV INXNALL,NMTINN N'DI7DIND
12,7720 |0 DINXI' W N,DTY70 NPT |2102 NN DRIYA 01'DXN 02 NIXDINN .0MDD
7'NN0DN ,NYIY NP'77 DN ,SYNE4-1,0MuVn NIRYA 7'NNNN nyine 1171 201vnn 3A PTI
N0V NI NNT ,NIT72

DMWY I7'N1,NNANDN-7N NP7 0N DN DMDNDN (NIXDIN) DMWY DID'IDD 0113 DIY!
D'2)2 NIXDID NI7aND ,0NY7 ,)2 103 .MYOTA ,7wn7 1D ,N1NAINDN NIYINT7 D'DII3 DINN
77321 NIY'N7 0'9DI1 0MY'7{7 D1INND NINITZ [N N7 TN ,NNANDA NIPIN2A D1IYNI DTN
NPXDINN 7¥ NMPNA 1D ,NANDNN 7W 0'ODII DNINHD D'W'OIN X7 ["TY 12, TN 7¥ 1YX 712
NIYTNNNIXDINN ON VIAP7 N NN NNIANNN 7137 1V D T7'N WK 97 ,0Tnpgna .CLPP 1A
JIPN7 QDI NI7RWA Nty 177100 Perrault NAINDNT IN,NNANDN-7X NIWINTZ NN INXDIY
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N7NNPXDIN P1TA7 DIX'700 1IN .DRIY DRI NIXDID INXDI NITY 17X PIT27 |0 02 17201
01D 27 DN DYDY NP7 NIPOINTEXXIDN NIXINT DNNN

217N D11 NPT NUYIND T¥D

7702 ,NIVXIAN NIFTAN 7AW .N"ITN 910 NINDI DT NNIT NNP71 NP Tan VI OpY
JIXDIDN MITN QI T 7V, DN NXIDD D'WAN 7XN,['DPFAIFTA NIXDIND N7'78 INNT ,NITAVDND
QIXM 7V IN NPT 012 7Y 7INO 7V 1DV Q1IN 7V Y170D11D13N YV ,N7N NIXDIND NI77W) DN
\WES ,0'230 72 7w 'IDPX

7NI'T1 NINYIN DN D'W1ON TYD

NP TN NINXIN 79 NITNWON WITYW NN

NIYANT DD P72 PR AN 71787 N1 NT 1P T2IW NIXDINDN 17701 DN ABXDID 172NN N7 .1
,071Y2 NI27 NI'DIZIIN NINDY N7N 01222 NNXDIDY [I1D .N7X NIXDID 71 01771W N7X

{77 .071V0 NI'DIZDIND NI NINDYN NIXDINA NN NINOT7 IN,|AN 72 NN FITA71 'wnn7 N1X1
7N DM NPXDID 1N NIYINT DAY 0'N1IN AN 7Y QX0 722 NIXDID OIXXIND N7 1WNXD

172NNY NIXDIND NIN NIWANT7 DAY NAY7 (N0 N0XDID 'Y 1700 .2

NN NIYDYDN AN 7D XN INNT7 ,NNN D'XDID 771 NINXD1 DN JINN 'XDID 71 ANXDY .3
NN DIXDIDNY IN,NXINY 70 NADD NMYN NIXDINN NN NN713 X7 NP TanY DN .02
JIWANT7 MIYP NINY IN NDIDIT

NN NIY'DIN NIWAMNT7 0202 NIVITN NXDINN
https://deafnessvariationdatabase.org/
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N'TIT% A'DITJINT D™DIIDIT DY) NPT

ATOH1

1P NXIDD NPTIN' NNOWNA NNXNI ATOH1 |21 ¢.1030delC nrxvinn -«
NOw NWDIINNT ,NIT72 70NN nVwn 1ipg'7 -«
NITAN NID 722 VAI91 1NN 170 JwNnal NN NIMTNA QY'Y NYI0IN7'NN -«

ATP2B2

ITIDWN NXIDD NNOWNIA NNXNI ATP2B2 |31 p.GIn345* nXbInn -«
NN NIMMITNA FINY TV ,NIDINI AINNITNA 11 ,ATI70 DYDY 1Y e

COCH

ITIDWN NXIDD NINOWNA INXNY COCH 22 p.Ile372Thr-1 p.Leu387Phe NiXLINN «

AN NIND INNNJ2NNN 722 7'NN0D YW 1Y .

NIYAN TY YIDILNINITNL AM7VN DY 1NN 71N, NI NINITNA NI1-77 DYDY 17 .
NN NPNTNA NPINY

EYA4

NITIDUN NNOWNIA NN72NN EYA4 |31 ¢.439delC 'XbInn »
171V NXIDD NNOWNI NNXNI p.Tyr574Lys n'XDINDN -«
NOw NWDI 72 INN7 ,NIT72 70NN nVwn 1ipg'7 .

[PTN OY 1'DNDIINNTINNID 7'NNN NY'DYN NPT .

GATA3

HDR NINDAN 721DN MIDWN XXIDD NNOWN |2 7XN NNXNI GATA3 |31 €.681ins35 N'XDINN »
D2 ,NY'DYN 17'77 QDDA N77100 ,(hypoparathyroidism, deafness, and renal anomalies)
nn7oanp7

NT70 NN I DYDY NPT .

INZINNTITIOWN NXINDND NNOWNIL NNXNY GATA3 121 p.Asp277Asn N1XDINN -

NN NMTAL NN ADN ,PFINY TY 2121 ,0TY70 NANDNTIN AVIDY Y7 .

MITF

7N NXIDD NNOWNI NNXNI p.Leu312Pro n'xvinn -«

IMIDUN NXIDD NNOWNIA NN72NN MITF 131 ¢.981InsC NiXDINN «

INPZIND NXIDD NNOWNA NNXNI €.1190delG nrxvinn -«

2 21DD NITULNANDAZI DTN NPINY NIYINT NI NIXDIDN WITY -
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MY06

N'ITIDYNNNOWNIL NNN 7D ,17aNN MYO6 131 ¢.3765delC-1 p.Arg80*, ¢.1473del3InsC NiXDLINN »
NNX

171D NXIDD NNOWNIA NNXNI €.1452insT N1XDINN o

NMNANNN 730 INDIT7'D DYDY NPY7 .

NID 722 Y01 1NN [NTA DYY NN NIMITNL AIDN-1121 AYDY NEY77 NI NPXDIND .
NN

MYo7A

ITIDWN NXIDD NNOWNI NNXNI MYOT7A |31 p.Ala230Val n'Xbinin -«
NIT7'D PIDY-1DN NVINDY N7YT .

POU4F3

1217 NXIDD NPTINY ANOWNA NN7aNN POU4F3 )1 ¢.884del8 n'xbinn -
MY 30-18 712 7'NND YW 1Y .
NIDINI NN AT DA VA0 IDNN P70 JUNNA NN NNTALAY'DYA NYAOIN7'NN -

S0X10

|77 NINDN DY 'TIDWN NXIND NNOWNI NNXN] SOX10111 ¢.125_132del8 n'xvinn -
NT70 NPIDY NN .
N YIN|'X -

TECTA

NIXDINNTPAID NXIDD NNX NNOWNIL NNN 72 INXN] p.Thrl866Met-1 p.Ala963Thr NiXvINN «
TN NXIDD NNOWNI NN73NN p.Asp2006Gly

NTY70 DYDY NPI77 NINIA p.Thrl866Met -1 p.Ala963Thr NiXLINN «

NIT7 NYOY 177 N0 p.Asp2006Gly n'XDIDN -«

NI NPT NN AYPY NP172 N12IYD p.Asp2006Gly-1 p.Ala963Thr NiXLINN -

NN ANNENINIRN NN NNITNA I YDV 17177 NIINN p.Thrl866Met ntXInn «
(U nuxa) VXnKn

1IP2

JS'NDIID NXIDD N71T2 NNOWNA N73NNY 171D |30 7W qTIV PRIV NNKD L NIXDID NY INXD) -
NXID ININD NMNN NNOWN 7XN [ANN 770 7w 9TV ,nMmwnl

D"N7 DYYN NDYIL 7'NN0 NY'DUN NPT

NIINANMIFAANINTAL DA VADINDND P70 WONANINR NN T2 AYDYN NYI0IN7'NN -
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WFS1

NITIDWN NNOWNIA NN72NN p.Glu864Lys niXDINN «
U NIxa,nm7ninynw g7 «

2/IN"W1IW 0'12i1 TN NI'YDINN fINYIND A1) 'NIWNW N

APT2 DX I7N VAP DYDY 17 1IN INTUN NXIDN
YN 1D DAIXT NINAIAN NN 0122 NI9DI NFXDID INNT AINNX NIDI7JIN]

701111 hP'T1 NYNINND T¥D

JUTITAN NN YXAT7 X700 1N 7K L.X"ITN 910 NANNIDT NNYT NNP71 NIZMTan vIX' 0w
7172 N7710 NPTAN .77 1202 DNIPONN DY DNA DI L|'DPAIPA NIXDIN N7Y7Y INNT
LD 2N DN.PTAIN 22 NNNNNIXDIN N771R NN DNT7'7W . YINI DNT72NNY NIXDIDN NN 1772
Q21D NN7Y217W QXN 70 NN PITA7 1N, 7907 POU4F3 103

7NIP'T1 NINYIN DX D'W1ON T¥D
NPTAN NINXIN 7Y NIMYON MY NI

[30 NN 717W7 N1 N7 ,NPT2IW NTTIAN N'XDINN N77W1 ON .AN7200 N7 '’ nxoin .1
DINXID X710 72 7W QXN NN DPTI2 DN ANTRNIXDINDN NN 1017719 N7X NIPINT7 013D
P20 22 NPXDIN 1IN NIWANYT DAY 0NN ,NIXDID

PT210 P2 DI NIN NPT DAY NN7 [N .XDIDN aN7ann .2

34



(AT e novovaee_ [T [ o [ o LT L [

NIWI'N1 DY DIYYDINI D11 .2 1710
TNW'I DT 'DITDIND

(7NDWD TIDYN N'NNNQ) VIXPD 'WINT VT ,NINKDAN TIWN 1IN 17200 NN NIXDT N1
https://www.health.gov.il/Subjects/Genetics/prof/Pages/default.aspx

(D' TI0' 27P2 NI NINDYA NIXDINN PI7Y - WATID 21NYD)

niunon n7nnn 7 I19IN
1)
m (D1T1'D) niwnn nwinn AESBIRI

ITIDWUN nT7n 1'DX0 €.2479(-1)G>A ANKRD36
ITIDUN - nT7n 121'DX €.2589T>G, p.Ser863Arg

PakY = NIT7DINDT7D DT c.1030delC ATOH1
YN - nT7n 1LDIT *c.1033C>T, p.GIln345 ATP2B2
TIDUN - nT'7n 12'DX) €.250G>A, p.Glu84Lys CABP2
Q:lel\‘)) - nmn 11'DX) €.655(+1)G>T
1"7N - nT7n 111DX €.7903G>T p.Val2635Phe (25?%2%7)

[N - nmanan7a - 1awx) €.703C>T, p.Arg235Cys CEACAM16
D ';"13)”1'1‘; nmn DX c.173T>G, p.LeuS8Arg CLPP
TDWN 2‘23)'?1'12 nT'7n 11'DX0 €.233G>C, p.Arg78Pro

[pm = 20< 1DIDIT ¢.1115T>C, p.lle372Thr COCH
TDWN - 18< 1LIMIT  €.1159C>T, p.Leu387Phe

pn - mewm R, cwimc (U2

,NTY7D-DINTIDIN nD
nmn - T e €.3385G>A, p.Gly1129Arg

ITDYN - nT7"m 1LNIT c.441delC EYA4
palY - nT7n DINIT  ¢.1720_1722delTACIinsAAA

TDWN  HDR Minon n17n 1LNMIT €.681ins35 GATA3

"I:;ID_";JDN - nT7D DNMIT  c.829G>A, p.Asp277Asn
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‘WWM 2021 TNIW'T NUTIYA A'DITIIND DIWY'DE AR'DI1

gy - nT7n 11'DX) IVS1+1 Gto A (zefia?fnp)
= - nmmn DX c.35delG

niTyvn

nnn - nm7n 11'DX) c.51del12insA

N2 - nT7n 11'DXY *C.72G>A, p.Trp24

TDUN - nT7n 11'DX0 €.94C>T, p.Arg32Cys

ITIDWUN - nT'7n 11'DX0 ¢.109G>A, p.Val37lle
,'TIDUN _

B nm7n 12'pX1 c.167delT

7y = nT'7n 11'DXN €.269T>C, p.Leu90Pro

ITIN - nT7n 11'DX) €.380G>A, p.Argl27His

ALY = nT'7n 11'DXN C.400T>A, p.Trp134Arg

72 ,nNwn
TDUN - ATND NI DTPID 'DADIT €.224G>A, p.Arg75GIn
NT7
GJB6

ITIDUN - nm7n 1'DXY  (342Kb del(GJB6-D1351830 (30 10717
ITIDWN - nT7n 11'DXN c.46delC LOXHD1
YN - nT7n 111DX) *c.4480C>T p.Argl494
ITIDWN - nT7n 11'DX *C.4714C>T, p.Argl572

WA Jlg];?l‘;?m ATYD DIDIT €.935T>C, p.Leu312Pro MITF
TN, Jlg];?lg?ﬁ" nT7n 1DDIT G gt

P, Jlg];?g?ﬂ“ nT7n 1DDIT €.1190delG

PakY - 18< 111DX" C.732(-2)A>G (é\gﬁﬁg)

ALY, - 18< 12'DX) c.1777(-12)G>A

gy - 18< 11'DX *€.3126T>G, p.Tyrl042
ITIDYN - nNaNNnN 7 w1ImIT *c.238C>T, p.Arg80 (éw|?/r<|)'r6))
NP - nanwn 1DDIT €.1452insT
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'TIDUN

'TIDUN

nallb

121

'TIDUN

'TIDUN

Al

PN

'TIDUN

g

'TIDUN

X

'TIDUNX

NI

NI

Al

'TIDUN

'TIDUN

N7

17

'TIDUN

'TIDUN

-0NXD
nall
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YN NMINDN
1BID

AWN NINDN
1BaID

N'NONIN]
NNILITIX

N'NONINI
NNIDITIX

AWN NINDN
1F 2D

TN
'TID

0'Man 0Mpr7
717202

nT7n

nI7n

nTm7n

nmn

nmmn

nI7n

nTmn

nmn

nmn

nmn

nTmn

nTmn

nmn

nmn

nmn

nmn

nTmn

nmmn

nTmn

18<

nTmn

nTmn

nmn

'LIDIT
'D1DIT
11'DX
11'DXO
12'DXN
'LIDIT
11'DX0
11'DX0
12'DXN
11'DXN
11'DXN
11'DX
12'DXN
11'DX0

11'DX0

1'DX

11'DX

NT'NNND
"7

NTNNNI
7

11'DX
'D1DIT

11'DX0

11'DXN

c.1473del3insC

c.3765delC
MYO7A
€.29T>C, p.Vall0Ala (TATID)
€.620A>G, p.Asn207Ser
€.640G>A, p.Gly214Arg
€.689C>T, p.Ala230Val
€.1969C>T, p.Arg657Trp
€.2187+1G>A
MYO15A
c.373delCG (15A i)
c.7751_8224del3446ins23
€.8183G>A, p.Arg2728His
€.8467G>A, p.Asp2823Asn
€.9861C>T, p.Gly3287Gly
OTOF
c.4227(+1)G>T (17 01IN)
€.5193(-1)G>A
PCDH15
c.146T>C, p.Val49Ala " INTPILINY)
(15
*C.733C>T, p.Arg245
*c.235C>T, p.GIn79 POU3F4
c.853delAT
c.884del8 POU4F3
€.396G>C, p.Lys132Asn SIX1
SLC26A4
€.349C>T, p.Leull7Phe (17 110)

¢.578C>T, p.Thr193lle



2021 7NIW'T DT 'DI7IINT DIWA'NI mon_

|'X
'TIDUN

'TIDUN

7D
NITYN

211VD

Al
TN
NP
Al
YN
DI
D1ID
ITIDWN
TN
1D
1710
P10

1pNn

'TIDUN

10p)

ZalY

'TIDUN

'TIDUN

|07 NAINDN

AWN NINDN
1Caip

AUN NMINDN
1Cp

QYN NMINDN
2A 21D

AWN NINDN
2A 21D

nI7n

nTmn

nTmn

nmn

nTm7n

nT7n

nTmn

nTmn

nTmn

nI7n

20<

20<

nTmn

nmn

nmn

nmn

nmmn

nmm

nTmn

nTmn

nmmn

nTmn

nTmn

1'DX0

'D1DIT

11'DX0

12'DXN

11'DX

11'DXO

1'DX0

'D1DIT

'DAIDIT

'LIDIT

'D1DIT

'D1IDIT

11'DX0

11'DXN

11'DXN

11'DXN

11'DXN

n'pxn

11'DXO

12'DXN

1'DX0

11'DXN

'DADIT

€.1458InsT
€.125_132del8
C.4171C>G, p.Argl391Gly

Del 0.1Mb 15¢g15.3

Del 18,645bp:
chrl5:43,892,353-
43,910,998

c.228delAT
€.248C>T, p.Thr83Met
€.2887G>A, p.Ala963Thr
€.5497C>T, p.Thr1866Met
€.6017A>G, p.Asp2006Gly
Inverted duplication
EX 1-7 duplication
c.15insA
C.674C>T, p.Pro225Leu
*c.1165C>T, p.Arg389
€.1210T>C, p.Trp404Arg
*c.1810C>T, p.Arg604

€.1939T>C, p.Ser647Pro

€.238InsC
c.1220delG
€.239 InsGTAC

€.3368A>G, p.Tyr1123Cys

€.2590G>A, p.Glu864Lys

SOX10

STRC

SYNE4

TECTA

TJpP2

T™MC1

USHIC
(Jam0n)

USH2A

WFS1
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