Supplementary 1. The process of whole-genome sequencing and variants filtration
[image: ]
image1.tif
Step1
Whole-genome sequencing

Sequencing reads

Mapping

v

Variants calling

v

Step2

Variants filtration

Case Il:2
4646508 SNVs

Case II:5
4626086 SNVs

Case ll:8
4607054 SNVs

Control 1I:11
4565924 SNVs

Annotating variants

284430 variants

v

1162 variants

v

45 variants

v

3 variants in
RDH5

Select variants with the maf<0.5%
in 1000 Genomes, EXAC,
genomeAD_eas and maf<0.5% in
Self-built control database

Select functional variants with
missense, splice-site,
stopgain/stoploss, and frameshift
mutations

Select mutations shared by Case
samples and at least two methods
predict mutations are damaging or
possibly damaging.

(SIFT, POLYPhen,MutationTaster).
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samples and one heterozygote or
without any mutations in control
sample on the same gene.
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