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Supplementary Table S1

Filtered variants of Case I.1. 

HGVS: ‘Human Genome Variation Society’, N/A: ‘not applicable’, HET: Heterozygous, P: Pathogenic, LP: ‘likely’ pathogenic, VUS: ‘variant of uncertain significance’, MAF: ‘Minor allele frequency. † Since 
WES was not studied in the father of the case, the parental inheritance of these variants cannot be definitively stated. The possibility of de novo inheritance cannot be excluded! & Pathogenicity assessment 
and criteria are based on ACMG 2015 guideline. 

Filtered variants of Case II.1. 

HGVS: ‘Human Genome Variation Society’, N/A: ‘not applicable’, HET: Heterozygous, P: Pathogenic, LP: ‘likely’ pathogenic, VUS: ‘variant of uncertain significance’, MAF: ‘Minor allele frequency. & 
Pathogenicity assessment and criteria are based on ACMG 2015 guideline. 
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Filtered variants of Case III.1. 

HGVS: ‘Human Genome Variation Society’, N/A: ‘not applicable’, HET: Heterozygous, P: Pathogenic, LP: ‘likely’ pathogenic, VUS: ‘variant of uncertain significance’, MAF: ‘Minor allele frequency. & 
Pathogenicity assessment and criteria are based on ACMG 2015 guideline. 

Filtered variants of Case IV.1. 

HGVS: ‘Human Genome Variation Society’, N/A: ‘not applicable’, HET: Heterozygous, P: Pathogenic, LP: ‘likely’ pathogenic, VUS: ‘variant of uncertain significance’, MAF: ‘Minor allele frequency. & 
Pathogenicity assessment and criteria are based on ACMG 2015 guideline. 
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Supplementary Fig. S1. Variant numbers in each of the filtering stage for individual cases.

Filtered variants of Case V.1. 

HGVS: ‘Human Genome Variation Society’, N/A: ‘not applicable’, HET: Heterozygous, P: Pathogenic, LP: ‘likely’ pathogenic, VUS: ‘variant of uncertain significance’, MAF: ‘Minor allele frequency. & 
Pathogenicity assessment and criteria are based on ACMG 2015 guideline. 


