Figure S1 — A flow diagram showing the filtering of the exome data.

Exome data from 5 related Robinson Crusoe individuals affected by SLI

Average variant call frequency of 58,495 per sample

Exclude calls with <10 reads, <4 unique start sites
or where the variant was present in <15% of reads
Average of 22,390 variants excluded per exome

High quality reads. Average of 36,105 per exome.

Exclude nongenic, intronic (other than
canonical splice sites) and synonymous
variants. Average of 26,597 variants per
exome

Potentially deleterious variants. Average of 9,148 per exome

Non-sense Splice site
80 per exome 2,218 per exome

Exclude known sites of variation (dbSNP
v130, publically-available genome sequences
and in-house exome sequences. Average of
9,118 per exome

Mis-sense
6,851 per exome

Novel potentially deleterious variants. Average of 30 per exome, 112
variants in total

Exclude variants found in <3 of the samples
sequenced. 103 variants in total.

Shared novel potentially deleterious variants, Total of 9 variants

Blue boxes show each filter step and red boxes describe exclusion criteria involved in each

step



