Supplementary Table S1.

List of all variants identified by exome sequencing in the ABCA4 gene in patient, parents and sibling. The chromosome and position of the variants are depicted according to the human genome assembly, GRCh37/hg19.
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1: 94471075 A G rs1762114 exonic Synonymous NM_000350:exon44:c.6069T>C p.Ile2023Ile 0.8885 NA G/G G/G G/G G/G
1: 94526044 A G rs56197337 intronic NA NA 0.05037 NA A/G A/A A/G A/A
1: 94471154 C T rs4147863 intronic NA NA 0.1587 NA C/T C/T C/T C/C
1: 94473864 C T rs1800739 intronic NA NA 0.1772 NA C/T C/T C/T C/C
1: 94544135 - C rs4147887 intronic NA NA 0.0002 NA  -/C  -/C  -/-  -/C
1: 94473896 G T rs2275031 intronic NA NA 0.1747 NA G/T G/T G/T G/G
1: 94544276 G A rs4147830 intronic NA NA 0.4841 NA G/A G/A A/A G/A
1: 94487354 G A rs472908 intronic NA NA 0.5897 NA G/A G/G G/A G/G
1: 94474328 T C rs4147857 exonic Synonymous ABCA4:NM_000350:exon41:c.5814A>G p.Leu1938Leu 0.1910 NA T/C T/C T/C T/T
1: 94578548 T C rs4847281 exonic Synonymous ABCA4:NM_000350:exon2:c.141A>G p.Pro47Pro 0.9963 NA C/C C/C C/C C/C
1: 94576968 T C rs2297634 intronic NA NA 0.5171 NA C/C T/C T/C T/C
1: 94495005 G C rs61750150 exonic Nonsynonymous ABCA4:NM_000350:exon30:c.C4535G p.Pro1512ARG 0.000006586 benign deleterious G/C G/C G/G G/C
1: 94476388 C G rs1801574 exonic Synonymous ABCA4:NM_000350:exon40:c.5682G>C p.Leu1894Leu 0.2178 NA C/G C/G C/G C/C
1: 94474452 T G rs4147856 intronic NA NA 0.1912 NA T/G T/G T/G T/T
1: 94473845 T C rs2275029 exonic synonymous ABCA4:NM_000350:exon42:c.5844A>G p.Pro1948Pro 0.1753 NA T/C T/C T/C T/T
1: 94476992 T - rs4147899 intronic NA NA 0.0002197 NA T/- T/- T/- T/T
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