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Supplementary Table S1: Haplotype analysis data of genotyped individuals from families A, B and C are presented. The position of the p.Leu115Ile variant has been marked with red fonts. Twenty-nine polymorphic markers were studied from whole exome data that were available from the individuals A-II-2, A-II-3, A-II-4, A-II-5, B-II-2 and A-IV-1. The individuals B-I-2, C-I-1, C-II-1, A-III-2 and C-I-2 were genotyped only for specific single nucleotide polymorphisms around p.Leu115Ile. MAF shows the frequency of the second most frequent allele in the 1000 Genomes Phase 3 combined population. Variant positions according to the Human Genome assembly GRCh37.p13.
