Inheritance and phenotypes B Inheritance and pathogenic variants

Total-  68.9% 15.1% 1.7% 4.7% 3:6% >75% LOF 22.5% 25.0% 31.8%
(n=324) (n=71) (n=36) (n=22) (n=17) <25% missense - (n=16) (n=9) (n=7)
Non-syndromic _  (53.1% 17.7% 17.0% 7:5% 4.8% 25-7506 LoF 25.4% 58.3% 40.9%
only (n=78) (n=26) (n=25) (n=11) (n=7) 25750 micsense ‘ (n=18) (n=21) (n=9)
. 77.3% 15.2% 1.5% 3.0% 3.0%
Syndromiconly- [\ TS0 hedo)  (hed) (1=8) (=8) C<oslor . Lg% 25.4% 111% 13,6%
>75% missense (n=6) (n=18) (n=4) (n=3)
soth-  (1.2% 8.5% 11.9% 5.1% 3.4%
(n=42) (n=5) (n=7) (n=3) (n=2) <5 variants - 26:8% 5.6% 13.6%
(n=19) (n=2) (n=3)
S N & N &
N N N '\(&gl 6\\ ' ' ' '
¥ v v +/\ &00 o&\\ o&\\ N &
& ¥ ® ¥ e
Expression in retina and phenotypes D Single—cell expression in retina and phenotypes
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