
SXSSOHPHQWDO TDEOHV 

Supplemental Table 1. ​Statistics over SVs of different types ¥as determined by the breakpoint orientation signatures¦ inferred 

by individual short�read callers and their concordance with SVs supported by long�reads� ​specific​ determines the number of SVs 

àÞÆÁbp output by a given method� ​dd ​ determines the number of SVs in a deduplicated subset of ​specific​� ​lr-supp​ determines 

the number of SVs in a set ​dd ​ that have a matching SV in a long�read dataset� External File: �Supplemental¢Table¢Â�xlsx� 

Supplemental Table 2. ​ÆÁÁbp regions shared across samples ÆÂT, ÆÂN, SKBRÄ, NAÂÃÉÈÉ, and HGÁÁÃ with abnormally high ÂÁx 

Genomics alignment coverage in every sample�  External file: �Supplemental¢Table¢Ã�bed�gz�� 

 

SV set total promoter enhancer enhancer (DE) genic exonic 

ÆÂT ÃÄ,ÅÇÇ §Ä,ÃÆÉ¨  ÂÁÁ §ÂÉ¨ Ä,ÁÄÂ §ÄÊÊ¨ Â,ÃÆÇ §ÂÄÊ¨ ÂÃ,ÁÅÇ §Â,ÇÅÄ¨ ÉÆÆ §ÂÄÁ¨ 

ÆÂT somatic Ä,ÄÇÉ §ÂÅÁ¨ ÃÉ §Ä¨ ÅÈÈ §ÃÄ¨ ÃÁÇ §É¨ Â,ÈÃÂ §ÇÃ¨  ÂÇÂ §ÂÁ¨ 

ÆÂT somatic ¥�A¦ ÉÂÂ §ÈÆ¨ ÂÈ §Â¨ ÂÅÅ §ÂÃ¨ ÆÈ §Æ¨ ÄÊÆ §ÃÊ¨ ÇÂ §Æ¨ 

ÅÉT ÃÂ,ÄÄÄ §NA¨ ÉÂ §NA¨ Ã,ÉÈÄ §NA¨ Â,ÂÊÅ §NA¨ ÂÁ,ÈÈÄ §NA¨ ÈÉÆ §NA¨ 

SKBRÄ ÂÊ,ÄÂÇ §Ä,ÄÄÃ¨ ÉÅ §ÃÇ¨ Ã,ÅÉÉ §ÅÆÆ¨ Â,ÁÃÃ §ÂÈÃ¨ Ê,ÇÆÁ §Â,ÆÇÄ¨ ÇÊÂ §ÂÇÂ¨ 

Supplemental Table 3​� Number of long�read supported SVs overlapping regulatory and coding genomic regions� The subset of 

long�read supported variants which are also supported by short�read SV calls ¥at least two callers¦ is reported in brackets� 

Overlaps were computed with BEDTools intersect commands with SVs longer than ÂÁÁkbp were not considered for overlap 

analysis� Promoters were determined using the UCSC EPDnew ​¥Dreos et al� ÃÁÂÄ¦ ​ track� Enhancers were determined by UCSC 

GeneHancer ​¥Fishilevich et al� ÃÁÂÈ¦ ​ regular and the higher confidence double elite ¥DE¦ tracks� Gene and exons coordinates 

were downloaded from the Genecode portal ​¥The ENCODE Project Consortium ÃÁÂÃ; Davis et al� ÃÁÂÉ¦ ​� Somatic SV set with a 

��A� suffix corresponds to somatic SVs in ÆÂT thata re also absent in ÂÆ healthy genomes ​¥Audano et al� ÃÁÂÊ¦ ​� 
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Supplemental Table 4.​ Discordance in population frequencies of COSMIC variants, as determined by short�read genotyping of 

ÂKGP data vs comparison with SVs called from ÂÆ long�read sequenced samples from Audano ​et al. ​Tandem repeats ¥TR¦ were 

determined using the UCSC TRF track� 

 

 

Supplemental Table 5.​ SVs overlapping COSMIC SVs in SKBRÄ that are genotyped in ßÞ ÆÚ of the ÂKGP samples� The columns 

are as follows: A¦ SVid is a unique identifier for the variant; B¦ chr is the chromosome number for the variant; C¦ start is the 

starting position for the SV; D¦ end is the ending position for the SV; E¦ type is the type of the SV; F¦ len is the length of the SV; 

G¦ COSMIC is the name of gene that is overlapped by the SV; H¦ is the fraction of the sample from the ÂÁÁÁ Genomes Project 

containing this SV as determined by Paragraph; I¦ Audano is the number of samples described in ¥Audano et al, Cell, ÃÁÂÊ¦ that 

contain this variant�  External File: �Supplemental¢Table¢Æ�xlsx� 
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https://paperpile.com/c/un1tVz/1p5rv
https://paperpile.com/c/un1tVz/fpW4m
https://paperpile.com/c/un1tVz/MbAt4+rVEO2
https://paperpile.com/c/un1tVz/zoWRp

