Supplementary Materials

Figure S1. Sanger sequencing and WES results of the patients in this study. f: forward; r: reverse.
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c.4714C>T (173x Total Count) c.2299delG (63x Total Count)
1 p223 p2l3 pi33 pl2 qll qi2 gLl q2l3  qZ3. 1 o33 p2i3 pi33  pl2 qll  qi2 g2l q213
41bp 41 bp
- ____Chromosomal = "
. Position .
=
T —
NGS —
~ Reads —

A A Cc T G A A G
L Q L

T G c A A A
) E




Patient 003

003

1.1 1.2 c.4714C>T
ggaagagtattttgcacttcagttgaagaagg
GGAAGAGTATTTTGCTCAGTTGAAGAAGG

AL 12 13

003 1.1 f

003 1l.1r

003 1.3 f

003 11.3r

260 250 240

ﬂnﬂﬂﬁm-nM~wﬂmpn 003 11.2 f

003 1.2 r

c.2299delG

-

cctcactctgggcagtgtgagtgcaaaaaagaa

‘CCTCACTCTGGGCAGTGTERRKKSMAAAAARAA

”ﬂp’ﬂ. ,«.ﬂﬁﬁn ] PYTTITYN

190 200 210

Y YMHYYY-KGESMRKKKKAGTGCAAAAAAGAA

A
A
A
A
TRIR); ul

1
Y
|||” ||I| |
I
J U

I

afafl
s A

I:I‘|||II|||I|I |
R RITATA

190 200 210

f
iarh all
AAR

A A G

JUYIY | 1

i I fi
1 AN MUAAA Y o
| IIII.II I\ f} |”|||| Ill I|| |||||'|I IIII

Disease-associated gene: USH2A

003 1Il.1f

003 1Il.1r

003 11.3 f

003 11.3r

003 1.2 f

003 11.2r

c.11864G>A

1

GTGGAGAGTCTGTRGTCATTAACACALACT
............. =

9tggElgElgtCtng_gtCElt.tElElCElCElElElCt

i E 3 L

W 3 L T Q T

GTGGAGAGTCTGTR GTCATTAACACALACT
GTGGAGAGTCTGTABTCATTAACACALALT

M 000000 D smenc o

GTGEGAGAGECTETARTCATTEACACSAACT

LDlsoodbie oo )

GTGGAGAGTCTGTR G TCATTAACACAAACT

GTGGLGAGTCTGT

Nt

REGTCATTAAGACALACT

R D e e o

GIGEAGAGTICTSGT

e et

EEITCATTAACACAAACT

e

GCTGGLGAGTCTGT
GTGGAGAGTCTGT

e

FEGTCATTALCACLAACT
FEGTCATTALCACLALCT

A AN AN

GIGGEAGAGICTGT

B TCATTAACACAAACT

ko)

003 11.1f

003 1l.1r

003 11.3 f

003 11.3r

003 11.2 f

003 1.2 r



Patient 004 c.10561T>C

v

tacaattgtcttaaactggagaaaacctata:

TACAATTGTCTTAAACGAGAAAACCTATAI

Disease-associated gene: USH2A

004 I11.3 f
004 111.4 f
004 V.2 f
004
Ca.l 1.2
] 004 IV.1f
& 1.2 1.3
004 111.2 f
?
w1 Tz g fms  Tma [ws Tine 004 1111 f
004 1.2 f

004 11.2r

c.10561T>C

>

TACAATTGTCTTAAMCYEGAGAAAACCTATA

004 111.5 f

004 IV.3 f

TACAATTGTCTTAAACTGGAGAAAACCTATAY

ﬂ&"'}l ﬂ'.w‘wpﬂ u.ﬂ."'.n.."..nmw.l‘« 004 IV.3r

TACAATTGTCTTAAACTGGAGAAAACCTATAY

004 I1l.6 f

|
,'Il II|I|||||I| |

) 0041116




Patient 004

c.4714C>T

>

gaagagtattttgcacttcagttgaagaaggg

GAAGAGTATTMMGCAVTTCAGTTGAAGARGGG.

004 111.3 f

004 1.3 r

004 111.4 f

004 1ll.4r

004 IV.2 f

004 IV.2r

004 IV.1f

004 IV.1r

c.4714C>T

-

gaagagtattttgcacttcagttgaagaaggg:

GAAGAGTATTTTGCAYTTCAGTTGAAGAAGRG)

180 130 200 210

GAAGAGTATTTTGCATII TCAGTTGAAGAAGGG)

i

60 250 240 230

GAAGAGTAYYMWGCACKYMEAGMMGAAGCWRE GG

GAAGAGTATTTTGCACTTCAGTTGAAGAAGGG/

I i i) f,\ (im J'“',‘Wu Il |

260 250 240

GAAGAGTATTTTGCACTTCAGTTGAAGAARGG,

180 150 200

GAAGAGTATTTTGRCTTCRETTGAAGRRGGGE]

004 111.2 f

004 111.2 r

004 111.1 f

004 1ll.1r

004 11.2 f

004 1.2 r

004 111.5 f

004 1ll.5r

c.4714C>T

<~

GAAGAGTATTTTGCAYTTCAGTTEAAGAAGGG,

004 1V.3 f

004 IV.3r

004 1.6 f

004 1ll.r



Patient 004

€.2299del

cactctgggcagtgtgagtgcaaaaaagaag:

CACTCTEGEGAGTGT RRKKSHAAAAARKAR:

I |AI\ A

A |

60 250 240 Bt

A AR |
AU

150 200 210

ARp
| LA
|‘|\‘.u|'
A

260 250 240
CACTCTGGGCAGTGTGAGTGCAAAAAAGAAG

m
AN

004 111.3 f

004 1.3 r

004 111.4 f

004 1ll.4r

004 IV.2 f

004 IV.2r

004 IV.1f

004 IV.1r

c.2299del

cactctgggcagtgtgagtgcaaaaaagaag:

CACTCTGGGCAGTGTRRKTISMAAAAARARRS)

I “|‘ﬁ|‘
|“I I\

190 200 210

004 111.2 f

004 111.2 r

004 111.1 f

004 1ll.1r

004 11.2 f

004 1.2 r

004 111.5 f

004 1ll.5r

c.2299del

cactctgggcagtgtgagtgcaaaaaagaag

CACTCTGG6GCAGTGTZRRKKSHAAAAARAAR

T

MMYTY - KGGSMRKKKKAGTGCAAAAAAGAAG

i bt Mo
A
WY

!
260 250 240

004 1V.3 f

004 IV.3r

004 1.6 f

004 1ll.r



Patient 005 ¢.1709_1728del Disease-associated gene: c2orf71

005 GGGGGGGGGGGGGGGGGGGG FlF--------CCCSMSRAGACCTAGCACGGTAAL FTc
1.1 1.2 191 201 211 221 231 C.2655de|T
—_— - &
£
5
il Si s
5
- 201 211 2Z1 ' 231

00511.1 f

0051.2 f

0051.2 f

0051.2r

0051.1f

|
\ N 005 1.2 f

 0051.1r

g

0051.1f

\ \ I]

B

‘} ﬂ || f|

| I
\ |
| |l { (‘ "r"H|
ﬁ'ﬂiu“ ”‘;Liitll




Patient 006 Disease-associated gene: RP1L1
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