
Table 10. Variants accounting for clinical diagnosis in the 46 patients referred for WGS. Red text indicates variants previously 

identified through targeted NGS testing. Confirmations of variants identified exclusively through the WGS pipeline (black text) are 

available at http://www.aaojournal.org/ (Figures 4-17). Annotations were performed on the transcripts included in Table 1 (available at 

http://www.aaojournal.org/). 

Study ID Gene Allele 1 Allele 2 Suspected 

disease 

inheritance 

Referral 

patient group 

12003183 CRX c.648delC^ - ad A2 

065240 MERTK c.-8163_c.1145-1213del
1
 c.-8163_c.1145-1213del

1
 ar A2 

11012959 TRPM1 c.707T>C p.(Leu236Pro)^ c.707T>C p.(Leu236Pro)^ ar A2 

12007903 ABCA4 c.2041C>T p.(Arg681Ter)
2,3

 c.5461-10T>C
4-8

 ar A1 

065238 ABCA4 c.4577C>T p.(Thr1526Met)
3,9,10

 c.5714+5G>A
7,11,12

 ar A1 

09006916 ABCA4 c.1335C>G p.(Ser445Arg)
13,14

 c.5461-10T>C
4-8

 ar A1 

11001193 PDE6B c.1876G>T p.(Glu626Ter)^ c.1923_1969delinsTCTGGG p.(Asn643Glyfs*29)^ ar A1 

11012351 GPR98 c.1239-8C>G^ c.16079-1455_c.16196+155del^ ar A1 

11013807 USH2A c.4474G>T p.(Glu1492Ter)
15-17

 c.5614delinsTTAACTTGGCAT^ ar A1 

12002355 PCDH15 c.2986C>T p.(Arg966Ter)
18-20

 c.-189197_c.610-5166del^ ar A1 

13012708 ABCA4 c.4537dupC
21

 c.5714+5G>A
7,11,12

 ar A1 

10002008 MYO7A c.6025delG
22,23

 c.4115T>G p.(Val1372Gly)^ ar B2 

084928 RBP3 c.249C>A p.(Asn83Lys)^ c.1237C>T p.(Pro413Ser)^ ar B2 

12008422 USH2A c.6446C>A p.(Pro2149Gln)^ c.6326-3582_6658-1028del^ ar B2 

09001814 RS1  c.304C>T p.(Arg102Trp)
24-26

 - xl B1 

087384 TOPORS c.2539C>T p.(Arg847Ter)^  - ad B1 

083869 ABCA4 c.2713delG^ c.2713delG^ ar B1 

10009624 PROM1 c.1726C>T p.(Gln576Ter)
27

 c.1726C>T p.(Gln576Ter)
27

 ar B1 

070553 RPGR  c.1928C>G p.(Ser643Ter)
28

 - xl B1 

087001 USH2A c.2299delG
17,29

 c.4321G>T p.(Glu1441Ter)^ ar B1 

09000190 ABCA4 c.4918C>T p.(Arg1640Trp)
30

 

c.4222T>C p.(Trp1408Arg)
30

 

c.4469G>A p.(Cys1490Tyr)
31

 ar/complex B1 

067099 PRPF31 c.1120C>T p.(Gln374Ter)^  ad B1 

067429 EYS  c.7095T>G p.(Tyr2365Ter)
32

 c.9277_9278dupGG^ ar B1 

087751 BBS1  c.1169T>G p.(Met390Arg)
33,34

 c.1169T>G p.(Met390Arg)
33,34

 ar B1 

^ a ‘likely pathogenic’ variant which had not been previously reported in the literature at the time of clinical analysis. 
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