Family 1 : CIB2-Arg104Ter
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NON SYNDROMIC HEARING IMPAIRMENT

Homozygous Mutation

v

C T CcCZ CCGAG AG

Heterozygous Mutation

v
C TCCCTCG AG A G

Family 3 : WHRN-Gly808AspfsX11
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Homozygous Mutation

v
G CCTGACTTCT

Heterozygous Mutation

v

G C C T G GAACCITT TIC CIT

Family 2 : ESRRB-Tyr295Cys

Homozygous Mutation

v
GCCCTGG CG ACG

+/- +/-
ﬁ i d} Heterozygous Mutation
v
-/- -/- N/A  N/A G C CC TAGC G A C G
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Family 4 : OTOF-Glu57Ter

Homozygous Mutation

v
ACAG TAG AT

+/- N/A
ﬁ A ‘ Heterozygous Mutation
v
N/A -/ - - ACA G GTAG AT
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NON SYNDROMIC HEARING IMPAIRMENT

Family 5 : MYO15A-Phe2089Leu Family 6 : SLC22A4-Cys113Tyr

Homozygous Mutation

c AT €C C T C A A G
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Homozygous Mutation

v
CAGGTAGECT

Heterozygous Mutation

v
CA G GCITA G C T

+/- +/- N/A +/-
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Family 7 : PNPT1-Glu475Gly Family 8 : OTOA-Val603Phe
+/- N/A
-~ +- -~ - - - -+ /- N/A +/- N/A +/- -/- +/- +/- N/A +/+
4
P.7 P.8

Homozygous Mutation

Heteozygous Mutation Homozygous Mutation

CTGGAGTC CTGGIAAGTC

TTCAGTTTAAT

Heterozygous Mutation

TTCAGG/TTTAAT
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USHER SYNDROME

Family 10 : USH1C- GIn122Ter
Homozygous Mutation

c G G T T A G G C

+/- +/-
‘ . ‘ Heterozygous Mutation
- - N/A C G G T C/T A G G C

A
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Family 11 : MYO7A-Tyr560Cys

Homozygous Mutation

v
T AC T G T G A G

O

Family 12 : MYO7A c.470+1G>A
MYO7A c.2283-1G>T

Heterozygous Mutation

v
T TCAGT G T CT TCAG GTG GG

M\ e\

MYOT7A c.2283-1G>T MYO7A c.470+1G

wild type
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+/-
‘ ﬁ ‘ ‘ ﬁ Heterozygous Mutation
/- /- - - - - T A C TG/A T
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wild type Heterozygous Mutation

TTCAGGTCT TCAGGIATGGG

MQA@AAAQNWMW\

MYO7A c.2283-1G MYO7A c.470+1G>A

Heterozygous Mutation

(+/-, +/+)
T TCAGTG T C T

Heterozygous Mutation

O

MYO7A c.2283-1G>T

(+/+ +/-)
T CAGGAT G G G
(+1- +1-)
f
P12 MYO7A c.470+1G>A



