Inheritance and phenotypes B Inheritance and pathogenic variants

>75% LoF 22.5% 25.0% 34.8%
Non-syndromic _ 2‘) 3 % 6 % 47 8% 41.2% <250 missoen(;e 1 ‘) (n=16) (n=9) (n=8)
oy (n=78) (n=26) (n=25) (n=11) (n=7)
25-75% LOF _ 2 0 25.4% 58:3% 39.1%
25-75% missense ( ) (n=18) (n=21) (n=9)
. 56:3% 11.1% 39.1% 47.1%
Syndromic only -
(n=40) (n=4) (n=9) (n=8)
<25% LOF _ 1.8% 25.4% 11.1% 13.0%
>75% missense (n=6) (n=18) (n=4) (n=3)
Both 1‘00 7.0% 19.4% 13.0% O 3230090909090 9 I e e e BT
n n=5 n=7 n=3 n=2
. i g e e <5 variants 4 2518% 26.8% 5.6% 13.0%
(n=85) (n=19) (n=2) (n=3)
@ @ /§~ \l_Q’é \\(& 1 1 1 1
& o & S » » $ ¢
+ S N ~ 5 &
N\ s v v ¥
Expression in retina and phenotypes D Single—cell expression in retina and phenotypes
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