
Figure S1. Familial 15q11.2 microduplication detected by ES. The panel shows profiles of chromosome 15 in mother, father and 
proband (from up to bottom). Log2 Ratio (L2R) tracks represent the copy‑number profiles. Grey dots mark sequencing targets 
without any copy‑number abnormality. Red and green dots indicate the presence of losses and gains, respectively. In the AF 
track, black dots represent SNPs with a single allele detected in the sequencing reads and green and red dots highlight SNPs with 
two alleles found in an approximate 1:1 and another ratio, respectively. The 15q11.2 microduplication in proband and her father 
is visualized as a group of green dots in the L2R track. ES, exome sequencing; AF, allele frequency; SNPs, single nucleotide 
polymorphisms.


