Table S4. All of 123 variations validated by dideoxy sequencing.

Gene Refseq ID Nucleotide change Amino acid change Genotype Category SNP ID Reported Mut. PolyPhen-2 SIFT

ABCA4 NM_000350.2 c.4793C>A p.Alal598Asp Hetero Coding nonsynonymous rs61750155 CMO003386 Poss/0.638 Damaging/0.01
ABCA4 NM_000350.2 €.6320G>A p.Arg2107His Hetero Coding nonsynonymous rs62642564 CM990074 Prob/0.996 Damaging/0.00
ABCA4 NM_000350.2 €.3595C>T p.GIn1199Ter Hetero STOP

ABCA4 NM_000350.2 c.5882G>A p.Gly1961Glu Hetero Coding nonsynonymous rs1800553 CM970016 Prob/1.000 Damaging/0.00
ABCA4 NM_000350.2 c.4297G>A p.Val1433lle Hetero Coding nonsynonymous rs56357060 CM990050 Benign/0.112 Tolerated/0.09
ABCA4 NM_000350.2 €.6730-3T>C Hetero Intron rs1800717

AIPL1 NM_014336.3 c.937G>T p.Ala313Ser Hetero Coding nonsynonymous Benign/0.065 Damaging/0.05
AIPL1 NM_014336.3 c.111C>T p.Phe37Phe Hetero Coding synonymous rs11650007

AIPL1 NM_014336.3 c.111C>T p.Phe37Phe Hetero Coding synonymous rs11650007

BBS1 NM_024649 c.316C>G p.Leul0O6Val Hetero Coding nonsynonymous Benign/0.000 Tolerated/1.00
BBS12 NM_001178007.1 ¢.1381A>C p.Asn461His Hetero Coding nonsynonymous rs10027479 Poss/0.706 Damaging/0.01
BBS12 NM_001178007.1 ¢.1847G>A p.Ser616Asn Hetero Coding nonsynonymous rs28507107 Benign/0.113 Tolerated/0.58
BBS2 NM_031885.3 c.1511C>T p.Ala504Val Homo Coding nonsynonymous rs16957538 Benign/0.000 Tolerated/0.29
BBS2 NM_031885.3 €.1657+3A>G Hetero Intron 6499838

BBS5 NM_152384.2 ¢.551A>G p.Asn184Ser Hetero Coding nonsynonymous CMO044580 Prob/0.986 Damaging/0.00
BEST1 NM_004183.3 C.727G>A p.Ala243Thr Hetero Coding nonsynonymous CMO004434 Prob/0.946 Damaging/0.01
BEST1 NM_001139443.1 c.1748C>T p.Ser583Leu Hetero Coding nonsynonymous Benign/0.016 Tolerated/0.21
CA4 NM_000717.3 C.716G>A p.Arg239Gin Hetero Coding nonsynonymous Benign/0.000 Tolerated/0.59
CA4 NM_000717.3 c.700G>A p.Val234lle Hetero Coding nonsynonymous Benign/0.097 Tolerated/0.62
CACNA1F NM_005183.2 c.5789G>A p.Arg1930His Hetero Coding nonsynonymous rs33910054 Benign/0.000 Tolerated/0.43
CACNA1F NM_005183.2 c.5789G>A p.Arg1930His Hetero Coding nonsynonymous rs33910054 Benign/0.000 Tolerated/0.43
CACNA1F NM_005183.2 c.4161G>T p.Glu1387Asp Hemi Coding nonsynonymous Benign/0.266 Damaging/0.00
CACNA2D4 NM_172364.4 c.2517G>A p.Ala839Ala Hetero Coding synonymous rs33972365

CACNA2D4 NM_172364.4 c.2517G>A p.Ala839Ala Hetero Coding synonymous rs33972365

CACNA2D4 NM_172364.4 ¢.2065A>G p.lle689Val Hetero Coding nonsynonymous Benign/0.001 Tolerated/0.1
CDH23 NM_022124.4 c.4310G>A p.Arg1437GIn Hetero Coding nonsynonymous rs56181447 Poss/0.711 Tolerate/0.37
CDH23 NM_022124.4 c.7C>T p.Arg3Cys Hetero Coding nonsynonymous rs7902757 Benign/0.106 Tolerate/0.12
CDH23 NM_022124.4 C.8411A>G p.Lys2804Arg Hetero Coding nonsynonymous Po0ss/0.730 Tolerate/0.28
CDH23 NM_022124.4 €.9373T>C p.Phe3125Leu Hetero Coding nonsynonymous rs45583140 Benign/0.023 Tolerate/0.07
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Note: Under the reported mutations, either the HGMD accession number or UMD-USH2A mutation database was cited. PolyPhen-2 or SIFT scores in bold represent the probable/possible damaging
effect (PolyPhen-2) or damaging effect (SIFT). Hetero, heterozygous; homo, homozygous; hemi, hemizygous.



