
   

Table S1. Human genome fosmid clone resource, related to Figure 2 

(A) Information from all 17 analyzed fosmid libraries is depicted. ‘Best’ placement refers to clones having both end-sequences 

mapping onto the reference genome with the proper orientation and separation. Variant sites were defined by multiple clones from the 

same individual that showed the same type of discordancy. Note that the later libraries have a smaller number of clones and have not 

been subjected to the same level of systematic validation as the initial libraries. (B) The number of structurally variant clones, as well 

as the nonredundant total of events, is given. A single sequence was chosen for further study when multiple clones captured the same 

variant. All sequence data have been deposited in GenBank and the NCBI trace archive under project ID 29893.  
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Table S4. Repeat enrichment at homologous breakpoints, related to Figure 4 

Enrichment for variants having the indicated elements at both breakpoints was calculated 
relative to breakpoint pairs randomly sampled from the genome. Analysis was limited to 
the 590 class I insertion-deletion variants (A) and 74 class I inversions (B).  
Alternatively, an event was counted if at least one of the breakpoints mapped within the 
indicated repeat class (C and D). Enrichment was calculated relative to random genome 
sampling.

 

 



   

Table S5. Mapped location of additional junction sequences, related to Figure 4 

The matching genomic location for junction sequences from class II deletions is given. 

 



   

Table S6. Mechanism annotation for events sequenced in this study and targeted or 

captured in Conrad et al., 2010, related to Table 1 

 

 



   

Table S7. Genotyping structural variants using diagnostic k-mers, related to Figure 

1 

A sequence tag corresponding to the breakpoint was tested for its ability to uniquely 

identify and, therefore, genotype each variant allowing either one mismatch (e1) or no 

mismatch (e0) when compared to the human reference sequence. The number of variants 

uniquely typable for various k-mer lengths is given. Analysis was limited to the 1,024 

events not classified as VNTRs. 

 

 
 



   

Table S8. Related to supplementary experimental procedures 

(A) Unresolved variants that affect genes (B) Motif breakpoint discrimination. The area 

under the ROC curve (the ROC score) was used as a metric to determine whether classes 

of breakpoints could be readily distinguished based on frequency of k-mers (for k = 1 to 

6) in a 200-bp window centered on one breakpoint from each event. The mean and 

standard deviation ROC score from 10-fold cross validation is shown. (C) K-mers 

enriched for events with homologous breakpoints (>10 bp) The top 12 k-mers that 

discriminate between microhomology (1-10 bp) and extended homology (>10 bp) 

containing insertion-deletion variants are shown. In each case, the k-mer overrepresented 

in breakpoints having >10 bp of homology is shown. The ROC score is given for each k-

mer separately. Note that no single k-mer has as much discriminating ability as the 

combined set. 
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