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Supplementary Figure S1. Variant filtering pipeline. Benign or likely benign variants classified according to the American College of Medical Genetics and Genomics (ACMG) were excluded. Subsequently, variants with allele frequency (AF) > 0.01 in the GAD [1] and/or in the ExAC [2] were also excluded from further analysis. The remaining variants were manually curated using the Genome Browse software (Golden Helix Inc., Bozeman, MT). The variants mapped in homopolymer regions were excluded and a new filtering was applied to exclude variants of uncertain significance (VUS, classified by ACMG) with CADD score < 3.0. 
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