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Figure S1. Results of variant filtering for WES data in 2 patients with retinitis pigmentosa (RP).

Blue squares represent SNPs filtered according to autosomal dominant inheritance model while red squares
represent SNPs filtered according to autosomal recessive mode of inheritance. The filtering pipeline

consisted of three steps. In step 1 sequence variants shared by the 2 RP patients were identified (27417
heterozygous and 2173 homozygous SNPs). In Step 2, sequence variants present in the unaffected control group
(6 individuals from the same restricted geographic area of northern Sweden without any signs of retinal disease)
were removed leaving 8079 and 1212 SNPs. In Step 3 synonymous sequence variants and intronic variants
located further away than +10 bp from exon-intron junction were removed. Finally, 885 heterozygous and 85
homozygous SNPs shared by 2 siblings remained. In order to retrieve all genes associated with retinal
degenerations in accordance with the Database of Retinal Information Network, RetNet. The genes where

the variants were detected were analysed manually in step four.



 
PAGE  
1

