Supplementary figures and tables

Supplementary Figure 1. Genome partitioning by sequence divergence as determined using SNP genotype calls.  (A) An HMM for determining regions of sequence divergence (Div) or similarity (Sim), compared to a reference genome, or runs of no genotype calls (No call).  (B) Example of a transition from a similar (grey) to a divergent (tan) sequence block based on SNP genotype calls.

Supplementary Figure 2.  Ranking probes by cluster.  After probes are divided according to sequence divergence, log2-ratios are separately clustered using PAM.  Clusters are ranked by mean log2-ratio and probes are assigned their respective cluster rank.  The goal of clustering probes separately is to normalize signals across regions of sequence divergence.  Probes are colored by their cluster rank.  Note that in regions of sequence divergence (indicated by red blocks) a larger magnitude log2-ratio is required for a probe to be included in extreme clusters.

Supplementary Figure 3.  (A) Log2-ratio plots of the invalidated calls.  Red blocks indicate blocks of sequence divergence.  Seg ID 3548 was only called by wuHMM when sequence divergence information was not used.  (B) PCR validation of two putative deletions called by several segmentation algorithms.  For each call, primer pairs for two non-overlapping amplicons were designed.  Primer pair IDs are displayed and sequences are available in Supplementary Table 1.  In both cases, the putative CNV is invalidated.  NT, no template.

Supplementary Figure 4.  Comparison of threshold criteria.  Different criteria were applied to predictions made with wuHMM at optimal algorithm parameters (seed length = 2, clusters = 5, using sequence divergence information).  (A) FPR (top) and sensitivity (bottom) of a threshold using only log2-ratio amplitude, (B) only number of probes, and (C) score function.

Supplementary Figure 5.  Noise penalty performance comparison of wuHMM without using sequence information for score penalties ranging from 0 to 4.  (A)  The sensitivity of calls made at increasing score cutoffs.  (B) The FPR of calls made at increasing score cutoffs.
Supplementary Table 1. Validation primer sequences.

Supplementary Table 2.  Scoring function performance comparison.
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