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Fig. 3 (A) Overlap enrichment analysis of deletions (with resolved breakpoints) versus genomic elements, using partial overlap statistic, deletions categorized into allele frequency bins. (B) Overlap enrichment analysis of various SV types versus genomic elements, using partial overlap statistic.

Partial overlap statistic is the count of genomic elements (e.g. CDS) that have at least 1bp overlap with SV intervals (e.g. deletions). The horizontal axis is the genomic elements, including annotated regions from GENCODE v191: CDS, three subsets of CDS (CDS with low/medium/high RVIS scores2), UTR, intron, pseudogene regions; as well as functional regions: ultraconserved region3,4, ultrasensitive non-coding region5, and ENCODE TF peak region6. The vertical axis is the log2 fold change of partial overlap statistics, comparing observed overlap statistic versus random background. Positive (negative) log2 fold change indicates enriched (depleted) genomic element-SV overlap, comparing to random background. Error bars give the standard deviation of log2 fold changes. 

In (A), deletions (DEL) are categorized into three allele frequency bins: (0, 0.001], (0.001, 0.01], and (0.01,1], from most rare to most common. * In the real dataset, no ultraconserved region overlaps with DEL in allele frequency bins (0.001, 0.01] and (0.01,1], thus the two bars go towards -Inf. In (B), SVs are not binned according to allele frequency. SVs are categorized into different types: deletion (DEL), multi-CNV (CNV), duplication (DUP), inversion (INV), ALU, LINE1, SVA, and NUMT (INS). Overlap enrichment is analyzed between each genomic element and each SV type. * In the real dataset, CDS with medium/high RVIS score has no overlap with NUMT (INS), ultraconserved region has no overlap with ALU, SVA or NUMT (INS). Error bars are labeled for log2 fold changes, except when 0 exists in the pool of background partial overlap statistics.
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Shadow figure of Fig. 3A – Overlap enrichment analysis of deletions (with resolved breakpoints) versus genomic elements, using partial overlap statistic, deletions categorized into allele frequency bins. 

This is a shadow figure of Fig. 3A. More genomic elements than in Fig. 3A are listed here. The genomic elements are: gene (whole gene regions annotated in GENCODE v191), two subsets of gene with either low or high retroduplication (gene-paralog pairs are retrieved from Ensembl7,8, and pseudogene-parent pairs are newly identified using PseudoPipe9), CDS, three subsets of CDS with low/medium/high RVIS score2, exon, UTR, intron, pseudogene, two subsets of pseudogene (processed and unprocessed pseudogene, annotated in GENCODE v19), segmental duplication {Eichler Lab}, lincRNA1, ultraconserved region, ultrasensitive non-coding region, ENCODE TF motif boundaries, ENCODE TF peak region, and piRNA clusters10.
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Shadow figure of Fig. 3B – Overlap enrichment analysis of various SV types versus genomic elements, using partial overlap statistic.

This is a shadow figure of Fig. 3B. More genomic elements than in Fig. 3B are listed here.
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Suppl. Fig. 1 – Overlap enrichment analysis of deletions (with resolved breakpoints) versus genomic elements, using engulf overlap statistic, deletions categorized into allele frequency bins.

This figure is similar to the shadow figure of Fig. 1A. The only difference is that engulf overlap statistic is used instead of partial overlap statistic. Engulf overlap statistic is the count of genomic elements (e.g. CDS) that are fully imbedded in at least one SV interval (e.g. deletions).
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Suppl. Fig. 2 – Overlap enrichment analysis of various SV types versus genomic elements, using engulf overlap statistic.

This figure is similar to the shadow figure of Fig. 1B. The only difference is that engulf overlap statistic is used instead of partial overlap statistic. 
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