TRIOBP

¢.2355 2356delAG p.(A1g785Serfs*50)

First Cousins

[(—=—0O
11 12
N/A N/A

. .

11 11:2
- -I-

Family 1

TMCI

c.1589_1590delCT p.Ser530*
First Cousins

O——=0
11 1:2
+/- +/-
m e
1:1 11:2 :
-I- -I- -I-
Family 2
LOXHDI

c.4480C>T p.Argl494X

= Third Cousins

D==O
I:1 1:2
+/- +/-

m 0

11:1 1:2
- +/-

Family 3

HomozvgousMutanon

wm%wNWﬂ

A A T A G cC A C A C
Asn Ser His Thr

Wwild Type

W\

A A T A G A G C
Asn Arg Ala Thr

W

G T T C T
Cys Ser

Homozygous Mutation

L

GTCTG

Heterozygous Mutation

et

G T C T C/G T/AG/TA/GT/T G/T T/CT/T
Val Ser/X Asp/Cys Val/Ser
Wild Type

AW

T ¢ T ¢ T G AT G T
Val Ser Asp Val

HomozvgousMutation

AAAAAAAAAAAA

G A G T G AT A C
Glu X Tyr Leu

Heterozygous Mutation

AAAAAAAAAAAA

GCT G AT A C C T
Glu Arg/X Tyr Leu

Wild Type

NaAnfapnnnl)

G A G C G ATATC C
Glu Arg Tyr Leu

TMPRSS3

¢.36dupC p.Phel3Leufs*10

= Third

Cousins

O—0

11
N/A

112
N/A

. =

11:1

Family 4 ~

-2

MYOI54

¢.4441T=C p.Serl481Pro

First Co

111
+/-

usins

1:2

+/-

. e

1

I:2

. Family 5 o

MYOI54

.4632C>Ap.Alal551Asp

First Cousins

1:1

+/-

-

1:1

12
+/-

-

11:2

" Family6 -

Homozygous Mutation

Ak

c ¢ ¢ ¢ T T C T C AT T
Pro Leu Leu Ile
Wild Type

c ¢ ¢c T T CT C AT T C
Pro Phe Ser Phe
HomozvgousMuta‘non
G C C cC ¢ AT Cc C
Ala Pro Ile Leu
Heterozygous Mutation

AAAAAAAAAAAA

G ¢ ¢CTC C C AT C C
Ala Ser/Pro Ile Leu
Wwild Type
C AT C C T G
Ala Ser Ile Leu
Homozygous Mutation

Affw@AAAm%ﬁﬂ

TG TG G A T GG A
Ala Val Asp Asp

Heterozygous Mutation

AfJWﬁAAAAAAA

TG TG G A TG CAC
Ala Val Asp Ala/Asp

Wild Type

mmemM\

TG TG G A TG
Ala Val Asp Ala




MYO

154

c4273C>T p.Gln1425X
Second Cousins

1:1
+/-

O
1:2
+-

-

11

-

11:2

" Family 7 +

LOXHDI

¢.2863G>T p.Glu955X

First Cousins

11 1:2

+/- +/-
o m e L
111 1:2 :3 1:4
+/+ - -I- +/-

Family 8

*This person has an inner ear anomaly not present in

GIPC3

other affected persons.

¢.508C>A p.Hisl70Asn
First Cousins

=0
111 1:2
+- +/-
e e m O O 0 0 O
:1 -2 13 1:4 15 I:6 7 8
-I- -I- -I- +/- +/- ++ +/- ++
Family 9

Homozygous Mutation

\AAAAAAAAAAAA

A G GT A G G C C T T T
Arg X
Heterozygous Mutation

AAAAAAAAAAAA

A G GCTA G G € C T T T
Arg Gln/X Ala Phe

Wild Type

A G G C A G GC Cc T T T
Arg Gln Ala Phe

Homozygous Mutation

|
M A WAMA

G A AT A G G A G T C @G
Glu X Glu Ser

Heterozygous Mutation

AN

G A A GT A G G A G T
Glu Glu/X

wild Type

N\M/\/\/\/\/\ﬂ/\/\

G A A G A G G A G T
Glu Glu Glu Ser

Homozygous Mutation

ﬂwﬁﬁ&ﬂﬂ%&mﬂA

cC G C A A CT A C G A G
Arg Asn Tyr Glu

Heterozygous Mutation

MV

C G CCAA CT A C G A G
Arg His/Asn Tyr Glu

Wild Type

MWLy

C G ¢ CACTACG A G
Arg His Tyr Glu




ILDRI
¢.820C>T p.GIn274X

First Cousins Once Removed

——
4

11 1:2
+/-

._
._

I
\—
1:1 I 2 11 3 I 4 II 5 11:6 17 II 8
+/- -I- -f- -I- -/- +/+ +/-
Family 10
MYO7A4

c.6487G=A, p.Gly2163Ser
> Third Cousins

O0—0
111 1:2
+/- +/-

(I) ‘ [ (I) ‘

[} -2 13 11:4 11:5
++ -/- -I- ++ --
Family 11

TECTA

¢.5210A=G p.Tyr1737Cys
> Third Cousins

111 12
+/- N/A
111 12 1:3 114
-I- -I- +/- N/A
Family 12

e o 0 O O°F

Homozygous Mutation

TR

A C C T A GA C C A C C
Thr X Thr Thr

Heterozygous Mutation

ApAAAfan|

C COTA G A C C A C cC
Thr GIn/X Thr Thr

wild Type

A fn!

A C C C A G A C
Thr Gln Thr Thr

HomozvgousMuta‘n'on

NWNWNMNM

A G C G C A A C A C

Ser

Heterozygous Mutation

T,

A G CGA G C A A C A C C
Ser Gly/Ser Asn Thr

Wild Type

AN,

A G C G G C A A C A C
Ser Gly Asn Thr

Homozygous Mutation

A/

G ¢ ¢ T G ¢ G G G G A G
Ala Cys Gly Glu
Heterozygous Mutation

G ¢C C TAGC G G G G A G
Ala Tyr/Cys Gly Glu

wild Type

/\/\,J\A/\/\/\/\/\/\/\

G C C T cC G G G G A G
Ala T_VI Gly Glu
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