
53.1% 17.7% 17.0% 7.5% 4.8%

77.3% 15.2% 1.5% 3.0% 3.0%

71.2% 8.5% 11.9% 5.1% 3.4%

68.9% 15.1% 7.7% 4.7% 3.6%

(n=78) (n=26) (n=25) (n=11) (n=7)

(n=204) (n=40) (n=4) (n=8) (n=8)

(n=42) (n=5) (n=7) (n=3) (n=2)

(n=324) (n=71) (n=36) (n=22) (n=17)

Both

Syndromic only

Non−syndromic
only

Total
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ial

Inheritance and phenotypesA

25.3%

48.5%

24.4%

1.8%

58.3%

25.0%

5.6%

11.1%

25.4%

22.5%

26.8%

25.4%

40.9%

31.8%

13.6%

13.6%

(n=82)

(n=157)

(n=79)

(n=6)

(n=21)

(n=9)

(n=2)

(n=4)

(n=18)

(n=16)

(n=19)

(n=18)

(n=9)

(n=7)

(n=3)

(n=3)

<5 variants

<25% LoF
>75% missense

25−75% LoF
25−75% missense

>75% LoF
<25% missense

AR o
nly

AD o
nly

AD−A
R

X−li
nk

ed

Inheritance and pathogenic variantsB

47.6% 10.2%40.1% 2.0%

9.1% 4.2%84.8% 1.9%

5.1% 3.4%91.5%

20.6% 71.7% 1.7% 6.0%

(n=70) (n=15)(n=59) (n=3)

(n=24) (n=11)(n=224) (n=5)

(n=3) (n=2)(n=54)

(n=97) (n=337) (n=8) (n=28)

Both

Syndromic only

Non−syndromic
only

Total
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Expression in retina and phenotypesC

45.6% 7.5%36.0%3.4% 7.5%

10.6% 11.7%67.4%6.4% 3.8%

15.2% 11.9%67.8%1.7% 3.4%

22.1% 4.9% 57.7% 10.4% 4.9%

(n=67) (n=11)(n=53)(n=5) (n=11)

(n=28) (n=31)(n=178)(n=17) (n=10)

(n=9) (n=7)(n=40)(n=1) (n=2)

(n=104) (n=23) (n=271) (n=49) (n=23)

Both

Syndromic only

Non−syndromic
only

Total
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Single−cell expression in retina and phenotypesD


