Supplementary Table 1.- USH2A pathogenic and likely pathogenic variants identified in the present study 

	Retinitis pigmentosa

	Patient ID
	Genotype
	cDNA change
	Protein change
	Reference

	1124
	compound heterozygous
	c.10712C>T
c.10820A>C
	p.Thr3571Met
p.His3607Pro
	1
2

	1155
	compound heterozygous
	c.907C>A
c.5218delA
	p.Arg303Ser
p.Ile1740Phefs*10
	3
4

	2665
	homozygous
	c.11387C>T
	p.Pro3796Leu
	4

	2773
	compound heterozygous
	c.1841-2A>G
c.2276G>T
	 
p.Lys759Phe
	5
6

	2821
	compound heterozygous
	c.2332G>T
c.5836C>T
	p.Asp778Tyr
p.Arg1946*
	7
8

	3268
	compound heterozygous
	c. 3629T>C
c.12575G>A
	p.Leu1210Pro
p.Arg4192His
	4
9

	3572
	compound heterozygous
	c.2299del
Deletion exons 39-47
	p.Glu767Serfs*21
 
	10
Up

	4066
	compound heterozygous
	c.11156G>A
c.13348C>T
	p.Arg3719His
p.Pro4450Ser
	11
4

	4168
	compound heterozygous
	c.2779C>T
c.2276G>T
	p.Gln927*
p.Cys759Phe
	Up
6

	4915
	compound heterozygous
	c.7940del
c.2296T>C
	p.Pro2647Leufs*27
p.Cys766Arg
	Up
12

	4925
	compound heterozygous
	c.2276G>T
c.486-14G>A
	p.Cys759Phe
 

	6
13


	4937
	compound heterozygous
	c.12574C>T
c.2276G>T
	p.Arg4192Cys
p.Cys759Phe
	14
6

	4971
	compound heterozygous
	c.2299del
c.956G>A
	p.Glu767Serfs*21
p.Cys319Tyr
	10
15

	4975
	compound heterozygous
	c.7168G>T
c.2996G>T
	p.Gly2390*
p.Cys999Phe
	Up
Up

	5052
	compound heterozygous
	c.12575G>A
c.12725C>T
	p.Arg4192His
p.Thr4242Ile
	9
Up

	5152
	compound heterozygous
	c.12575G>A
c.956G>A
	p.Arg4192His
p.Cys319Tyr
	9
15

	5195
	compound heterozygous
	c.12067-2A>G
c.2276G>T
	 
p.Cys759Phe
	16
6

	5213
	compound heterozygous
	c.2299del
c.4016T>G
	p.Glu767Serfs*21
p.Val1339Gly
	10
Up

	5310
	compound heterozygous
	c.2299del
c.956G>A
	p.Glu767Serfs*21
p.Cys319Tyr
	10
15

	5359
	compound heterozygous
	c.6937G>T
c.1391G>T
	p.Gly2313Cys
p.Arg464Leu
	17
18

	5414
	compound heterozygous
	c.10073G>A
c.9914_9915del
	p.Cys3358Tyr
p.Glu3305Valfs*40
	19
Up

	5634
	compound heterozygous
	c.12560G>A
c.13436T>C
	p.Arg4187His
p.Leu4479Pro
	20
Up

	5649
	compound heterozygous
	c.1000C>T
c.5012G>A
	p.Arg334Trp
p.Gly1671Asp
	21
22

	5667
	compound heterozygous
	c.2276G>T
c.6722C>T
	p.Cys759Phe
p.Pro2241Leu
	6
23

	5691
	compound heterozygous
	c.12574C>T
c.14134-3169A>G
	p.Arg4192Cys
 

	14
24

	NA84
	compound heterozygous
	c.12574C>T
c.956G>A
	p.Arg4192Cys
p.Cys319Tyr
	14
15

	SD24
	compound heterozygous
	c.2146A>T
c.10820A>C
	p.Lys16*
p.His3607Pro
	Up
2

	3633
	compound heterozygous
	c.5836C>T
c.2276G>T
	p.Arg1946*
p.Cys759Phe
	8
6

	5662
	compound heterozygous
	c.10820A>C
c.13664C>T
	p.His3607Pro
p.Pro4555Leu
	2
25

	5729
	homozygous
	c.2167+5G>A
	 
	26




	Usher syndrome

	Patient ID
	Genotype
	cDNA change
	Protein change
	Reference

	29
	compound heterozygous
	c.6638_6641del
c.8543dup
	p.Lys2213Ilefs*15
p.Asn2848Lysfs*4
	Up
Up

	283
	compound heterozygous
	c.1841-2A>G
c.2276G>T
	 
p.Cys759Phe
	5
6

	378
	homozygous
	c.4191T>A
	p.Tyr1397*
	Up

	3776
	homozygous
	c.11389+1G>A
	 
	15

	3781
	homozygous
	c.1841-2A>G
	 
	5

	3883
	homozygous
	c.1860C>A
	p.Cys620*
	Up

	4460
	homozygous
	c.10689T>A
	p.Tyr3563*
	27

	4879
	compound heterozygous
	c.956G>A
c.15286del
	p.Cys319Tyr
p.Glu5096Lysfs*6
	15
28

	4889
	compound heterozygous
	c.13272C>A
c.1000C>G
	p.Cys4424*
p.Arg334Gly
	Up
29

	4895
	compound heterozygous
	c.2299del
c.12067-2A>G
	p.Glu767Serfs*21
 
	10
16

	4910
	compound heterozygous
	c.2276G>T
c.12067-2A>G
	p.Cys759Phe
 

	6
16

	4977
	compound heterozygous
	c.1000C>T
c.11516del
	p.Arg334Trp
p.Gln3839Argfs*4
	21
Up

	4996
	homozygous
	c.2299del
	p.Glu767Serfs*21
	10

	5051
	compound heterozygous
	c.13000C>T
c.1139A>G
	p.Gln4334*
p.Tyr380Cys
	Up
Up

	5276
	compound heterozygous
	c.12067-2A>G
c.9602_9611del
	 
p.Lys3201Ilefs*13
	16
Up

	5318
	compound heterozygous
	c.1000C>T
c.2299del
	p.Arg334Trp
p.Glu767Serfs*21
	21
10

	5481
	compound heterozygous
	c.1000C>T
c.12313_12319del
	p.Arg334Trp
p.Asp4105Serfs*7
	21
Up

	5520
	homozygous
	c.2299del
	p.Glu767Serfs*21
	10

	5534
	compound heterozygous
	c.12067-2A>G
c.2299del
	 
p.Glu767Serfs*21
	16
10

	5579
	homozygous
	c.956G>A
	p.Cys319Tyr
	15

	5737
	homozygous
	c.9799T>C
	p.Cys3267Arg
	26

	5789
	compound heterozygous
	c.956G>A
c.11387C>T
	p.Cys319Tyr
p.Pro3796Leu
	15
4

	EC08
	compound heterozygous
	c.1850G>A
c.12067-2A>G
	p.Cys617Tyr
 

	Up
16

	EC16
	compound heterozygous
	c.1000C>T
c.2299del
	p.Arg334Trp
p.Glu767Serfs*21
	21
10

	EC30
	compound heterozygous
	c.9187A>T
c.7809C>A
	p.Lys3063*
p.Cys2603*
	Up
Up

	EC88
	compound heterozygous
	c.9799T>C
c.2299del
	p.Cys3267Arg
p.Glu767Serfs*21
	26
10

	EC167
	homozygous
	c.2299del
	p.Glu767Serfs*21
	10

	EC212
	compound heterozygous
	c.12067-2A>G
c.2299del
	 
p.Glu767Serfs*21
	16
10

	EC217
	homozygous
	c.1645-2A>G
	 
	Up

	NA171
	homozygous
	c.1000C>T
	p.Arg334Trp
	21

	NA173
	homozygous
	c.2299del
	p.Glu767Serfs*21
	10



*Up: unpublished 
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