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Table S3: Interesting findings in undiagnosed families. All variant lines represent one allele. Abbreviations: Fam., family; Clinical phen., clinical phenotype; Age at ref., age at referral; gnomAD all (%), genome aggregation

database overall minor allele frequency in percentage; gnomAD max (%), genome aggregation database highest minor allele frequency in percentage; in-house (%), in-house database overall minor allele frequency in

percentage; IRD (%), in-house database inherited retinal dystrophy patients-only minor allele frequency in percentage; ACMG, American College of Medical Genetics and Genomics guidelines; HGMD, Human Gene

Mutation Database; PMID, publication PubMed ID; Seg., segregation; MD, macula dystrophy; CACD, central areolar choroidal dystrophy; RP, retinitis pigmentosa; EVR, exudative vitreoretinopathy; OPA, optic atrophy;

CD, corneal dystrophy; VUS, variant of unknown significance; P, pathogenic; LP, likely pathogenic; A, association; ERA, established risk allele; Y, the variant segregates with disease within the family; N, the variant does

not segregate with disease within the family; NA, not available. *, variants in regions covered exclusively by genome sequencing have only been sequenced for patients affected by inherited retinal dystrophies; therefore,

the overall in-house database minor allele frequency and the IRD-only minor allele frequency have the same value.

Fam,  Clinical  Ageat . Variant gnomAD  gnomAD o IRD  .cMc HGMD  clinvar PMID Seg.
phen. ref. all (%) max (%) (%) (%)
GUCY2D NM_000180.3:¢.2506C>T 0,002 0,004 0,06 0,11  VUS ; VUS
RD3 NM_183059.2:¢.139C>T 0,966 1,987 152 1,21 B ; VUS/B
20 CRD 45 acBLs NM_021831.6:¢.109_730-116inv 0 0 0,06 0,11 - - ) NA
CACNA2D4  NM_172364.4:c.3323A>C 0,018 0,037 0,13 011  VUS ; VUS
GUCY2D NM_000180.3:c.1081G>A 0,042 0,077 0,19 022  VUS P? VUS 32483926 N
RD3 NM_183059.2:¢.584A>T 0,953 2,811 1,33 0,99 B P? B/LB 24265693  NA
21 MD 43 PRPH2 NM_000322.4:c.-130_-128delinsGG 0 0 0,10 0,19  VUS ; ) Y
ABCA4 NM_000350.2:¢.5603A>T 4,219 6,647 588 4,97 B A LP/ERA/ 28446513 N
VUS/B/LB
CRB1 NM_201253.2:c.1843G>A 0 0 0,06 0,11 LP ; LP
” RD 43 CRBT NM_201253.2:¢.71-15955G>A 0,057 0,118 0,76 0,76  VUS ; ) \A
CRB1 NM_201253.2:¢.1172-23325A>C 0 0 0,76 0,76  VUS ; ;
AHI1 NM_017651.4:c.3425del 0 0 0,06 0,11 LP ; ;
»3 WD 45 CTNNAT NM_001903.4:¢.1063-18480T>G 0 0 0,76 0,76  VUS ; ; \A
CTNNAT NM_001903.4:¢.2434-21C>A 0 0 0,06 011  VUS ; ;
ABCA4 NM_000350.2:¢.1928T>G 0,157 0,302 0,13 0,22 LP P LP/VUS/LB
ABCA4 NM_000350.2:¢.6147+527T>C 0,214 0,363 0,76 0,76  VUS ; )
24 MD 27 ABCA4 NM_000350.2:¢.5603A>T 4,219 6,647 588 4,97 B A LP/ERA/ 28446513  NA
VUS/B/LB
CNGB3 NM_019098.4:¢.418C>T 0,004 0,007 0,06 011  VUS ; VUS
- . ;i PITPNM3  NM_031220.3:0.2000G>A 0 0 0,06 011  VUS ; VUS N
GUCA1B NM_002098.5:¢.386G>A 0,0106 0,0217 0,06 011  VUS ; VUS
ABCA4 NM_000350.2:¢.3755A>T 0,002 0,006 0,13 022  VUS ; VUS
- D s ABCAd NM_000350.2:¢.[3863-1094T>A;3863- 0 0 0,76 0,76  VUS ; ) \A
1203G>T]
SNRNP200  NM_014014.4:¢.3932C>T 0 0 0,06 011  VUS ; ;
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