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Locus (OMIM)

DFNAI

DFNA2A
DFNA2B
DFNA3A
DFNA3B

DFNA4

DFNAS
DFNAG6/14/38
DFNAS/12
DFNA9
DFNA10
DENATI1
DFNAI13
DFNAI1S
DFNA17
DFNA20/26
DFNA22
DFNA23
DFNA25
DFNA28
DFNA36
DFNA39
DENA4I
VDVFNA44 V
DFNA;18
DFNAS0O
DFNAS1
DFNAS56

DFNA64

. Gene (OMIM)

Reference {

CRYM Abe et al., 2003
DIAPHI1 Lynch etal., 1997
KCNQ4 | Kubisch et al., 1999
' GIB3 Xia et al., 1998
GJIB2 » Kelsell et al., 1997
! GIB6 ‘ Grifa et al., 1999
MYHI14 ‘ Donaudy et al., 2004
CEACAMI6 » Zheng et al., 2011
DFNAS Van Laer et al., 1998
WFSI | Bespalova et al., 2001 ; Young et al., 2001
TECTA ' Verhoeven et al., 1998
COCH Robertson et al., 1998
EYA4 Wayne et al., 2001
‘ MYO7A ' Liu etal., 1997
! COLI11A2 . McGuirt et al., 1999
| POU4F3 . Vahava et al., 1998
. MYH9 . Lalwani et al., 2000
- ACTGI . Zhu et al., 2003 ; van Wijk et al., 2003
| MYO6 ‘ Melchionda et al., 2001
. SIX1 Salam et al., 2000 , Mosrati et al., 2011
' SLCI7A8 | Ruel et al., 2008
‘ GRHL2 Peters et al., 2002
. T™C1 V Kurima et al., 2002
B VDSPP 77777 );iz;r; et al., 206‘1
‘ PZR);Z 7 B Biamon et ai:, 72002 5 VYan etal., 2013
cepeso | Modamio-Hoybjoretal, 2007
myos  Dommdyetal2003
CmimNes ' Mencia etal. 2009
A P2 o B Walsh et 2171‘,721)10 7
A INC R Zhao et al., 2013
sMACDIABLO | Chenetalon
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Locus (OMIM) Gene (OM!M) Reference(OMIM)

I DFNglAW o GJBZ 7 Kelse[l etal. 1997 A
DFNBI1B G]B6 Del Castlllo et al., 2002 .
DFNB2  MYOA I i eets 1997”W511 otal. 197
DFN]V?;;’:V MYOI5A Wangelal 1998
DENB4 SLC26A4 Li etal, 1998
DENB6  IMIE Nazetal,2002 .
DFNB7/11 T™C1 Kurima et al., 2002
DENBS/ 10 TMPRSS3  Scottetal. 2001 )
DFN'VB9V OTOF Yasunaga et al., 1999
DENBI2 . cpmz3 " Botk et al., 2001
DFNBIST205  GIPCS B Pl 54
DFNB16 STRC Verpy etal., 2001
DFNB18 USHIC Ouyang et al., 2002 ,Ahmed et al,2002 -
DFNB21 TECTA | Mustapha et al., 1999
DFNB22 0T0A Zwaenepoel et al, 2002
i DFNB’>3  pcpHIS Ahmed et al., 2003 N N
DFNB24 RDX Khan et al., 2007
 DFNB25 " GrRxCRI | Schradersetal, w0 -
DFNB72877 . TM&B; o W"S’};ahm etal., 2()06 Rlazﬁddln etal., 27070g 7
DFNB29 CLDN14 ' Wileox et al, 2001
DFNB30 MYO03A Walsh etal., 2002 -

DENB3 1 WHRN | Mburu et al, 2003
'DENB32/82 - Gpsmz * Masmoudi et al., 2003 ; Walsh et al 2010

| DFNB3S I ESRRB ' Coliin etal., 2008 7
DFNB36 " ESPN | Nazetal, 2004
DENB37 ' ¥7A;\;1edetal 005 B
DENB39 HGF | Schultz et al., 2009 o
DFNB42 ILDRI Borck etal, 2011
DFNB44 ;4Dz'Y1 | Ansar etﬂal "7004 Santos Corlez et aT 5(7)14
DFNB48 ciB2 | Ahmad et al 2005
DENB49 | MARVELD2 Riazuddin et al., 2006
DENBS3 | COLIIA2 " | Chenetal, w05
DFNB39 | PIVK De[magham et al.. 2006
 DENB6I | stcoeas | Liuetal, 2003
DFNB63 o LRTOMiT’/rcféﬁrzi ‘Ahmed et al., 2008 : Du et al., 2008
DFNPV>66V/§7 7 LHFPLS 7 :th:; 623106 2005 ; Shabbir et al., 2006 ; Kalay
DFNB73 BSND Riazuddin et aI ., 2009
DENB74 | MSRB3 | Wayahetal,2009:Ahmedetal, 201
DENB76 SYNE4 A Hom etal, 2013 -

| DENB77 . Loxapl  Grilletetal, 2000
DENBT9 TPRN | Rehmanetal.2010;Lietal, 2010
DENBS2 GPSM2 [ Walsh et al, 2010 -
DFN'B84 i PTPRO | Schraders etal,, 2010
DFNBSG . féCinM Ali et al., 2012, Rehman et al., 2014
DFNBS8 " ELMOD3 | Jaworck ctal., 2013 .
DFNBS9 | KARS ~ Basitetal, 2011 -
DFNBOI | SERPINB6 | Sirmasi ot al. 2010
DFNB93 " caBPz | Tebambaicaretal.201l o
DFNB9S | TSPEAR | Delmaghani et al?ﬁ; -
DFNBIOL  GRXCR2 | Imtiazetal, 2014 o
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Locus OMIM)  Gene (OMIM) Reference "
DFNX1 (DFN2) PRPS1 Liuetal., 2010
DFNX2 (DFN3) POU3F4 De Kok et al., 1995
DFNX4 (DENG6) SMPX Schraders et al., 2011 ; Huebner et al., 2011
DFNAG4 COL4A6 Rost et al., 2013

x2 ERIEEIEORREET

Alport Syndrome

Location { Gene X References ‘ OMIM entry
Xq22 COL4AS Barker et al., 1990 301050
2436-q37 COL4A3 COL4A4 Mochizuki et al., 1994 203780
Branchio-oto-renal Syndrome
] ! I | |
Locus . Location ; Gene . References . OMIM entry
i BREEHISS AL BN I} AT 7 S 22 Hd bt i ¥
BORI 8ql13.3 EYAI Abdelhak et al., 1997 113650
BOR2 19q13.3 SIX5 Hoskins et al., 2007 610896
1g31 unknown Kum ar et al., 2000
Rufet al., 2003
4 o) -a?. K i {8
BOS3 14g21.3-q24.3 SIX1 Rufet al.. 2004 608389
CHARGE Syndrome
Locus Location Gene References OMIM entry
7q21.11 SEMA3E Lalani et al., 2004 214800
19q13.3 | CHD7 Vissers et al., 2004 214800
Jervell & Lange-Nielsen Syndrome
Locus Location Gene References OMIM entry
JLNS1 11pl5.5 KCNQ!I | Neyroud et al., 1997 192500
| Tyson et al., 1997 ;
2 1 "NE { 2
JLNS2 21922.1-q22.2 ‘ KCNE1 | Schulze-Bahr et al., 1997 176261
Norrie Disease
Locus Location Gene References OMIM entry
2 + Che
NDP Xpl13 NDP | ?;;%er etal., 1992 ; Chenetal., 310600
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Pendred Syndrom

Locus | Location . Gene | References

PDS 7921-34 SLC26A4 Everett et al., 1997
PDS 5q35.1 FOXI1 Yang et al.. 2007
PDS 1g23.2 KCNJ10 Yang et al., 2009

Stickler Syndrome
Locus Location . Gene ‘ References OMIM entry
STL1 12q13.11-q13.2 COL2A1 Ahmad et al., 1991 108300
STL2 1p21 COLI1IA] Richards et al., 1996 604841
STL3 6p21.3 COLIIA2 Vikkula et al., 1995 184840

6q13 COL9A] Van Camp et al., 2006
1p34.2 COL9A2 Baker et al., 2011
Treacher Collins Syndrome
Locus Location | Gene | References ‘ OMIM entry

EsE st 1 e P e l il
TCOF1 5q32-q33.1 TCOF1 Dixon et al., 1996 154500
POLRID 13q12.2 POLRID Dauwerse et al., 2010 613717
POLRIC 6p21.1 POLRIC Dauwerse et al.. 2010 248390

Usher Syndrome

| | |
Locus | Location | Gene . References OMIM entry
USHIA | (1432) onsaisgent | opon el R iCeaberel | o
NS | B L | al,2006 !
USHIB 11q13.5 MYO7A Weil et al., 1995 276903
V | R | V ] S\l\llh et al., 1992 ',Verpy ef al 1 V a
USHIC 11p15.1 USHIC 2000 ; Bitner-Glindzicz et al., 276904
| | _ | 2000 . ! :
Wayne et al., 1996 ; Bork et al.,
- : .

Rl ol PHZ 2001 ; Bolz etal. 2001 | one7
USHIE 21q21 Unknown Chaib et al., 1997 602097
USHIF 10q21-22 PCDHIS e sAlagramem | gy

PG | A T etal.. 2001 |

. 5007 - Wei
USHIG 17q24-25 SANS Mustapha et al.. 2002 ; Weil et 606943
i i .. 4,200 : -
USHIH 15q22-23 Unknown Ahmed et al., 2009 612632
USH1J 15q23-q25.1 CIB2 Riazuddin et al., 2012 614869
USHIK 10p11.21-q21.1 Unknown Jaworek et al., 2012 614990
USH2A 1g41 USH2A Kimberling et al., 1990 ; Eudy 276901
AN - 7 etal, 1998 4
USH2B 3p23-24.2. Unknown Hmani et al., 1999
e | N | Pieke-Dahl etal., 2000 ; N
) ¥ 5
USH2C | 5q14.3 q2¥.3 | VLGR] . | Weston etal 2004 60547_, ,
USH2D 9q32 WHRN Ebermann et al.. 2007 611383
T - [ | Sankilaetal., 1995 ; Joe 1276902
L e CERNT alooor 606397
10q24.31 PDZD7 Ebermann et al., 2010
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Waardenburg Syndrome

1 - : ‘ : OMIM
Type | Locus . Location | Gene . References
! i ! | 4 entry
type | WS1 2q35 PAX3 Tassabehji et al., 1992 193500
{ -
”/y\ P el wsaa 3pld.1-pl2.3 MITF Tassabehji et al., 1994 193510
type . ) Am J Hum Genet 55 (suppl):
1B WS2B 1p21-p13.3 unknown Ald, 1994 600193
TS
112‘ Pe wsac 8p23 unknown Selicorni et al., 2001 606662
type ! [ o . .
1D WS2D 8qll SNAL2 Sanchez-Martin et al.,2002 608890
type Il WS3 2935 PAX3 Hoth et al.,1993 148820
type IV WS4 13q22 EDNRB Attie et al., 1995 131244
type IV WS4 20q13.2-q13.3 EDN3 Edery et al., 1996 131242
type IV WS4 22q13 SOX10 Pingault et al., 1998
Perrault syndrome

Locus Location . Gene | References OMIM entry

5¢23.1 HSD17B4 Pierce et al., 2011 233400

5q31.3 HARS?2 Pierce et al., 2011 614926
DFNB81 19p13.3 CLPP* Jenkinson et al., 2013 614926

3p21.31 LARS?2 Pierce et al., 2013 614926
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