
39,587 
• Total number of identified variants 

1,972 
• Variants with MAF < 0.01 in 1000Genomes Project, Exome Variant Server and 

700 in-house exomes 

269 
• Non-synonymous or splice site variants 

36 
• homozygous variants (no compound heterozygous variants were found) 

6 
• in homozygous regions: AMPD1, BEST1, MAN1B1, LRP5, OR8I2, THEM5 

1 
• Convincing in silico values, fits to the phenotype: MAN1B1 
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