
File S3. Visualization of read coverage on chromosomes with evidence for terminal 

deficiencies. Each blue dot is the estimated copy number at a given position, determined as 

the ratio between the observed and expected read depth. The black lines below the plots 

indicate which regions of the reference are repeat-masked (and should show little or no read 

coverage). The orange trendlines are a 10 kb rolling window average of estimated copy number 

and the red lines indicate the average copy number estimate to the left and right of the inferred 

deficiency breakpoint. The vertical red line in some plots indicates the location of the HTT-

subtelomere junction. Below each plot we note the breakpoint coordinate we estimated based 

on read depth as well as the percent of the coverage prior to the breakpoint remaining in the 

deleted regions, from which we infer the heterozygosity or homozygosity of the deficiency. 
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