Supplemental Figure S1. Filtering steps of the variants
extracted by whole exome sequencing.

234306 variants (227336 SNVs, 6970 indels)

Non-synonymous/splicing site variants,
frameshift indels.

29575 variants (29347 SNVs, 228 indels)

Remove variants in segmental duplication
region.

26549 variants (26346 SNVs, 203 indels)

Remove variants in 1000 Genomes
Project and dbSNP 132.

16419 variants (16307 SNVs, 112 indels)

Variants shared by all affected members
of family, not by unaffected members
(dominant model).

35 variants (33 SNVs, 2 indels)

Variants predicted to be damaging by
PolyPhen-2 or SIFT (only for SNVSs).
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20 variants (18 SNVs, 2 indels) in 20 genes

Validation by Sanger sequence and
population study

<<

6 variants (5 SNVs, 1 insertion) in 6 genes




