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[bookmark: _Hlk520997241][bookmark: _GoBack]Supplementary Figure S4. Genome-wide homozygosity mapping using WES data and the HomozygosityMapper software (http://www.homozygositymapper.org/). Homozygosity mapping from (A) Patient 1 and (B) Patient 2. In both cases, just a small homozygous region in chromosome 1 (A) and 1 and 3 (B) were identified (highlighted in red). Longer stretches of homozygous segments were not identified. Only a small homozygous region in chromosome 1 (Patient 1) and 1 and 3 (Patient 2). None of these stretches were in the chromosome where the causative genes were identified. Homozygosity mapping relies on the assumption that an affected individual inherits two identical alleles of a disease gene from a common ancestor. It is typically applied in small, closed/consanguineous population [30]. Notwithstanding, we previously showed statistically significant differences after the correlation between two parameters obtained with the HomozygosityMapper software between individuals whose disease-causing variants were homozygous and individuals presented compound heterozygous variants [31]. This corroborates the presence of compound heterozygous autosomal recessive variants in our patients. 
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