
 

 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 

 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 





 

 
 Supplementary Figure S1. Validation of SVs identified in the 100KGP. BAM file displaying the SVs at the target loci. Sashimi plot at 

the top of each figure represents the coverage across the genomic region inspected. The total read count is provided and the gene 

schematic is present at the bottom.  
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Supplementary Table S1. Haplotype analysis in three families of African descent. Maternal alleles highlighted in orange and 

paternal alleles in blue. Uninformative alleles that cannot be phased in the carrier are in black. The “/” separates alleles on the 

homologous chromosomes. The red box encompasses the region deleted by Chr15(GRCh38):g.28017720_28020677delinsTTT.  



 

 
Supplementary Figure S2. Sequence and primers flanking the identified deletion 

in OCA2. Genomic locus Chr15:28017662:28021422 annotated with exon 7 (blue) and 

sequence deleted by Chr15(GRCh38):g.28017720_28020677delinsTTT (red). Three 

primers from a previous study used in genotyping patients for a recurrent 2.7 kb 

deletion are highlighted in yellow [32]. 

 

 

 


