
 
Supplementary table S1. Genotypes of the Danish ACHM patients, variant ACMG classification, references of previously 
published variants, and if the patient has been included in previously published genetic studies. 
 

Pa
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 ID
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m
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 Consanguinity Gene Variant Protein ACMG classification gnomAD Reference 
variant 

Patient previously 
published? 

7* 219 No CNGA3 c.947G>A p.W316* Pathogenic (PVS1_strong, 
PM3_strong, PM2_sup, 
PS4_sup) 

NP [1] No 

CNGA3 c.1495C>T p.R499* Pathogenic (PVS1_strong, 
PM3_strong, PM2_sup, 
PS4_moderate) 

3/282291/0 [2] 

40 219 No CNGA3 c.947G>A p.W316* Pathogenic (PVS1_strong, 
PM3_strong, PM2_sup, 
PS4_sup) 

NP [1] No 

CNGA3 c.1495C>T p.R499* Pathogenic (PVS1_strong, 
PM3_strong, PM2_sup, 
PS4_moderate) 

3/282291/0 [2] 

64 219 No CNGA3 c.947G>A p.W316* Pathogenic (PVS1_strong, 
PM3_strong, PM2_sup, 
PS4_sup) 

NP [1] No 

CNGA3 c.1495C>T p.R499* Pathogenic (PVS1_strong, 
PM3_strong, PM2_sup, 
PS4_moderate) 

3/282291/0 [2] 

41 214 Yes CNGA3 c.847C>T p.R283W Likely pathogenic (PM2_sup, 
PM5, PS4, PM3) 

25/251293/0 [3]  Yes [1]  
(CHRO127)  

CNGA3 c.847C>T p.R283W Likely pathogenic (PM2_sup, 
PM5, PS4, PM3) 

25/251293/0 [3] 

63* 214 Yes CNGA3 c.847C>T p.R283W Likely pathogenic (PM2_sup, 
PM5, PS4, PM3) 

25/251293/0 [3]  No 

CNGA3 c.847C>T p.R283W Likely pathogenic (PM2_sup, 
PM5, PS4, PM3) 

25/251293/0 [3] 



42 209 No CNGA3 c.1574G>A p.G525D Likely pathogenic (PP3_strong, 
PS3_sup, PS4_sup, PM2_sup, 
PM3_sup) 

NP [1,4] No 

CNGA3 c.1694C>T p.T565M Likely pathogenic (PM2, PS4, 
PM3, PS3_MOD) 

47/282635/0 [1]  

43 209 No CNGA3 c.1574G>A p.G525D Likely pathogenic (PP3_strong, 
PS3_sup, PS4_sup, PM2_sup, 
PM3_sup) 

NP [1,4] Yes [1]  
(CHRO79) 

CNGA3 c.1694C>T p.T565M Likely pathogenic (PM2, PS4, 
PM3, PS3_MOD) 

47/282635/0 [1] 
 

96** 209 No CNGA3 c.1574G>A p.G525D Likely pathogenic (PP3_strong, 
PS3_sup, PS4_sup, PM2_sup, 
PM3_sup) 

NP [1,4] No 

CNGA3 c.1694C>T p.T565M Likely pathogenic (PM2, PS4, 
PM3, PS3_MOD) 

47/282635/0 [1]  

44  Yes CNGA3 c.387delA p.R131fs Pathogenic (PVS1, PM3, 
PM2_sup, PS4_sup) 

NP [5] No 

CNGA3 c.387delA p.R131fs Pathogenic (PVS1, PM3, 
PM2_sup, PS4_sup) 

NP [5] 

45  Yes CNGA3 c.1641C>A p.F547L Pathogenic (PS4, PM3_strong, 
PM2_sup, PS3_mod, 
PP3_moderate) 

43/282657/1 [1] No 

CNGA3 c.1641C>A p.F547L Pathogenic (PS4, PM3_strong, 
PM2_sup, PS3_mod, 
PP3_moderate) 

43/282657/1 [1] 

46 203 No CNGA3 c.847C>T p.R283W Pathogenic (PS4_strong, 
PM3_very strong, PM2_sup, 
PP3_moderate) 

25/251293/0 [3] Yes [1]  
(CHRO74) 

CNGA3 c.1688G>A p.R563H Pathogenic (PS4, PM3_strong, 
PP3_strong, PM2_sup) 

20/282622/0 [1] 

62* 203 No CNGA3 c.847C>T p.R283W Pathogenic (PS4_strong, 
PM3_strong, PM2_sup, 
PP3_moderate) 

25/251293/0 [1] No 

CNGA3 c.1688G>A p.R563H Pathogenic (PS4, PM3_very 
strong, PP3_strong, PM2_sup) 

20/282622/0 [1] 



61  No CNGA3 c.847C>T p.R283W Pathogenic (PS4_strong, 
PM3_very strong, PM2_sup, 
PP3_moderate) 

25/251293/0 [1] No 

CNGA3 c.1574G>A p.G525D Likely pathogenic (PP3_strong, 
PS3_sup, PS4_sup, PM2_sup, 
PM3_sup) 

NP [1] 

76  No CNGA3 c.67C>T p.R23* Pathogenic (PVS1, 
PS4_moderate, PM2_sup) 

10/282444/0 [6] No 

CNGA3 c.130_151dup p.A51fs Pathogenic (PVS1, PM2_sup, 
PS4_sup, PM3_sup) 

NP [7] 

77 555 No CNGA3 c.829C>T p.R277C Pathogenic (PS4, PM3_strong, 
PP3_strong, PS3_moderate, 
PM1, PM5, PM2_sup) 

24/251326/0 [1] No 

CNGA3 c.847C>T p.R283W Pathogenic (PS4_strong, 
PM3_very strong, PM2_sup, 
PP3_moderate) 

25/251293/0 [1] 

78 555 No CNGA3 c.829C>T p.R277C Pathogenic (PS4, PM3_strong, 
PP3_strong, PS3_moderate, 
PM1, PM5, PM2_sup) 

24/251326/0 [1] No 

CNGA3 c.847C>T p.R283W Pathogenic (PS4_strong, 
PM3_very strong, PM2_sup, 
PP3_moderate) 

25/251293/0 [1] 

93  Unknown CNGA3 c.1641C>A p.F547L Pathogenic (PS4, PM3_strong, 
PM2_sup, PS3_mod, 
PP3_moderate) 

43/282657/1 [1] No 

CNGA3 c.1641C>A p.F547L Pathogenic (PS4, PM3_strong, 
PM2_sup, PS3_mod, 
PP3_moderate) 

43/282657/1 [1] 

92  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

40/282682/0 [8]  No 

CNGB3 c.1208G>A p.R403Q Pathogenic (PS4_strong, 
PM3_very strong, PS3_mod, BS) 

1128/281228/24 [9] 
 

   
CNGA3 c.1669G>A p.G557R Pathogenic (PS4, PP3_strong, 

PM2_sup, PS3_sup) 
40/282682/0 [3] 

 

1  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 



CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

6  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

9  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

11  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

12  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

10 201 Yes CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

21 201 Yes CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

13 212 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

60* 212 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

14  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 
 



CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

19  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

15* 205 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] Yes [10] (clinical 
findings) 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

20 205 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] Yes [10] (clinical 
findings) 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

94* 205 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] Yes [10] (clinical 
findings) 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

27* 205 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] Yes [10] (clinical 
findings) 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

16  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

17  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

18  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

22  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 



CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

23  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

24  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

25  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

26  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

28* 204 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

29* 204 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

30 204 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

95** 204 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

31  Yes CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] Yes [11] (clinical 
findings) 



CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

32  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

33  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

34  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

47  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

48 1089 Yes CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

50* 1089 Yes CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

59  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

97**  Unknown CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

98  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 



CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] 

2 217 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1432C>T p.R478* Pathogenic (PVS1, PS4, 
PM2_sup), PM3 

5/251095/0 [12] 

37* 217 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1432C>T p.R478* Pathogenic (PVS1, PS4, 
PM2_sup), PM3 

5/251095/0 [12] 

38* 217 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1432C>T p.R478* Pathogenic (PVS1, PS4, 
PM2_sup) PM3 

5/251095/0 [12] 

4* 210 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.467C>T p.S156F VUS (PS4_mod, PM2_sup, BP4) 14/282812/0 [12] 

39 210 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.467C>T p.S156F VUS (PS4_mod, PM2_sup, BP4) 14/282812/0 [12] 

8  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1299_1300delG
T 

p.F434fs Pathogenic (PVS1, PS4_sup, 
PM2_sup) 

NP [13] 

35 207 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.886-
896del11insT 

p.T296fs 
 

Pathogenic (PVS1, PS4_mod, 
PM2_sup) 

NP [13] 

36* 207 No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.886-
896del11insT 

p.T296fs Pathogenic (PVS1, PS4_mod, 
PM2_sup) 

NP [13] 

51  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.589_590delTT p.L197fs Pathogenic (PVS1, PS4_sup, 
PM2_sup) 

NP [13] 



69  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1431delG p.K477fs Pathogenic (PVS1, PM2_sup, 
PM3) 

NP Novel 

74  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1700G>A p.G567E Likely pathogenic (PS4_sup, 
PP3_strong, PM2_sup) 

1/251083/0 [14]  

80  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1208G>A p.R403Q Pathogenic (PS4_strong, 
PM3_very strong, PS3_mod, BS) 

1128/281228/24 [9] 

100  No CNGB3 c.1148delC p.T383fs Pathogenic (PVS1, PS4, 
PM3_strong, PM2_sup) 

489/281215/2 [8] No 

CNGB3 c.1208G>A p.R403Q Pathogenic (PS4_strong, 
PM3_very strong, PS3_mod, BS) 

1128/281228/24 [9] 

52 203 Yes CNGB3 c.1430_1431delin
sC 

p.K477fs*17 Pathogenic (PVS1, PM2_sup, 
PM3) 

NP [13] Yes [15–17]  
(CHRO89) 
 CNGB3 c.1430_1431delin

sC 
p.K477fs*17 Pathogenic (PVS1, PM2_sup, 

PM3) 
NP [13] 

54 203 Yes CNGB3 c.1430_1431delin
sC 

p.K477fs*17 Pathogenic (PVS1, PM2_sup, 
PM3) 

NP [13] Yes [15–17]  
(CHRO89) 

CNGB3 c.1430_1431delin
sC 

p.K477fs*17 Pathogenic (PVS1, PM2_sup, 
PM3) 

NP [13] 

55 215 Yes CNGB3 c.702T>A p.C234* Pathogenic (PVS1, PM2_sup, 
PM3) 

NP [13] No 

CNGB3 c.702T>A p.C234* Pathogenic (PVS1, PM2_sup, 
PM3) 

NP [13] 

56* 215 Yes CNGB3 c.702T>A p.C234* Pathogenic (PVS1, PM2_sup, 
PM3) 

NP [13] No 

CNGB3 c.702T>A p.C234* Pathogenic (PVS1, PM2_sup, 
PM3) 

NP [13] 

72  No CNGB3 c.1700G>A p.G567E Likely pathogenic PP3_strong, 
PM2_sup, PM3_sup, PS4_sup) 

1/251083/0 [14] No 

CNGB3 c.1700G>A p.G567E Likely pathogenic PP3_strong, 
PM2_sup, PM3_sup, PS4_sup) 

1/251083/0 [14] 



75  Yes CNGB3 arr[Hg19]8q21.3 
(87,736,031-
87,742,065=x0 
hmz mat pat 

Del exon 3   
 

No 

CNGB3 arr[Hg19]8q21.3 
(87,736,031-
87,742,065=x0 
hmz mat pat 

Del exon 3    

99  No CNGB3 c.702T>A p.C234* Pathogenic (PVS1, PM2_sup, 
PM3) 

NP [13] No 

CNGB3 c.756C>G p.Y252* Pathogenic (PVS1, PM2_sup, 
PS4_sup) 

1/251445/0 [13] 

57 202 Yes GNAT2 c.481C>T p.R161* Pathogenic (PVS1, PS4_mod, 
PM2_sup) 

5/282855/0 [18] Yes [18] (CHRO73) 

GNAT2 c.481C>T p.R161* Pathogenic (PVS1, PS4_mod, 
PM2_sup) 

5/282855/0 [18] 

82 202 Yes GNAT2 c.481C>T p.R161* Pathogenic (PVS1, PS4_mod, 
PM2_sup) 

5/282855/0 [18] Yes [18] (CHRO73) 

GNAT2 c.481C>T p.R161* Pathogenic (PVS1, PS4_mod, 
PM2_sup) 

5/282855/0 [18] 

83 
 

101 
(ID79 
cousin) 

No GNAT2 c.285-
291delinsCTGT
AT 

p.A96fs Likely pathogenic (PVS1, 
PM2_sup) 

NP [19] Yes [18–20] (CHRO87) 

GNAT2 c.461+24G>A p.? Likely pathogenic (PS3, 
PM2_sup, PM3) 

NP [20] 

79 101 No GNAT2 c.285-
291delinsCTGT
AT 

p.A96fs Likely pathogenic (PVS1, 
PM2_sup) 

NP [19] Yes [18–20] (CHRO87) 

GNAT2 c.285-
291delinsCTGT
AT 

p.A96fs Likely pathogenic (PVS1, 
PM2_sup) 

NP [19] 

67  Yes PDE6C c.1936-2A>G p.? Pathogenic (PVS1, PM3_sup, 
PM2_sup) 

NP Novel No 

PDE6C c.1936-2A>G p.? Pathogenic (PVS1, PM3_sup, 
PM2_sup) 

NP Novel 



81  No PDE6C c.85C>T p.R29W Pathogenic (PS4, PS3, PM2_sup, 
PM3)  

NP [21] Yes [22] 
(CHRO319) 

PDE6C c.2144+1G>A p.? Likely pathogenic (PVS1_strong, 
PM2_sup; PS4_sup) 

NP [22] 

84 218 Yes PDE6C c.297C>G p.F99L VUS (PM2_sup)  NP Novel No  

PDE6C c.939+5G>T p.? Likely pathogenic (PVS1_strong, 
PM5, PM2_sup) 

NP Novel 

85* 218 Yes PDE6C c.297C>G p.F99L VUS (PM2_sup) NP Novel No  

PDE6C c.939+5G>T p.? Likely pathogenic (PVS1_strong, 
PM5, PM2_sup) 

NP Novel 

91  Yes PDE6C c.1071+5G>A p.? Pathogenic (PVS1, PM2_sup, 
PM3_sup) 

NP Novel No 

PDE6C c.1071+5G>A p.? Pathogenic (PVS1, PM2_sup, 
PM3_sup) 

NP Novel 

86 423 Yes PDE6H c.35C>G p.S12* Pathogenic (PVS1, PS4, PM3, 
PM2_sup) 

26/282590/0 [23] No 

PDE6H c.35C>G p.S12* Pathogenic (PVS1, PS4, PM3, 
PM2_sup) 

26/282590/0 [23] 

87* 423 Yes PDE6H c.35C>G p.S12* Pathogenic (PVS1, PS4, PM3, 
PM2_sup) 

26/282590/0 [23] No 

PDE6H c.35C>G p.S12* Pathogenic (PVS1, PS4, PM3, 
PM2_sup) 

26/282590/0 [23] 

88 409 No PDE6H c.35C>G p.S12* Pathogenic (PVS1, PS4, PM3, 
PM2_sup) 

26/282590/0 [23] No 

PDE6H c.35C>G p.S12* Pathogenic (PVS1, PS4, PM3, 
PM2_sup) 

26/282590/0 [23] 

89 409 No PDE6H c.35C>G p.S12* Pathogenic (PVS1, PS4, PM3, 
PM2_sup) 

26/282590/0 [23] No 

PDE6H c.35C>G p.S12* Pathogenic (PVS1, PS4, PM3, 
PM2_sup) 

26/282590/0 [23] 

90 409 No PDE6H c.35C>G p.S12* Pathogenic (PVS1, PS4, PM3, 
PM2_sup) 

26/282590/0 [23] No 

PDE6H c.35C>G p.S12* Pathogenic (PVS1, PS4, PM3, 
PM2_sup) 

26/282590/0 [23] 

*Variant has been identified in sibling 
  **Clinical data not available 
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