Supplementary Table S1. Rare homozygous variants on chromosome 4 in patient 1
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SIFT (Sorting Intolerant From Tolerant) and PROVEAN (Protein Variation Effect Analyzer)
http://provean.jcvi.org/index.php/ (accessed Sep 3. 2021; GRCh37/Ensembl 66)

SIFT: scores of < 0.05 and those > 0.05 are assessed as damaging and tolerated, respectively.
PROVEAN: scores of <-2.5 and those > -2.5 are assessed as deleterious and neutral, respectively.

Polyphen-2 Hum Var
http://genetics.bwh.harvard.edu/pph2/ (accessed Sep 3. 2021)
HumVar scores were evaluated as 0.000 (most probably benign) to 1.000 (most probably damaging).

CADD (Combined Annotation—Dependent Depletion)
http://cadd.gs.washington.edu/score/ (version 1.6, GRCh38/hg38)
phred scores of > 10-20 are regarded as deleterious, and those of > 20 indicates the 1% most deleterious.

M-CAP (Mendelian Clinically Applicable Pathogenicity) Score
http://bejerano.stanford.edu/mcap/ (accessed Sep 3. 2021; GRCh37/hg19)
scores of < 0.025 and those > 0.025 are assessed as likely benign and possibly pathogenic, respectively.




