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Variation Rearrangement type Size range”

Single base-pair changes Single nucleorde polymorphisms, point I bp
mutations

Small insertions/deletions Binary insertion/deletion events of short 1-50 bp
sequences (majority < 10 bp in size)

Short tandem repeats Microsatellites and other simple repeats 1-500 bp

Fine-scale strucrural variation Deletions, duplications, tandem repeats, 50 bp to 5 kb
Inversions

Retroelement insertions SINEs, LINEs, LTRs, ERVs® 300 bp to 10 kb

Intermediate-scale structural Deletions, duplications, tandem repeats, 5 kb to 50 kb

variation INVersions

Large-scale strucrural variation Deletions, duplications, large tandem repeats, 50 kb to 5 Mb
Inversions

Chromosomal variation Euchromatic variants, large cyrogenetcally ~5 Mb to entire
visible delerions, duplicarions, rranslocations, chromosomes

inversions, and aneuploidy

*Size ranges quoted are indicative only of the scale of each type of rearrangement, and are not definitive.,
bSINE, short interspersed element; LINE, long interspersed element; ITR, long terminal repeat; ERV, endogenous repeat virus.
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Supplementary Figure 1 a) Fosmid Size Distribution in Chr7
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Supplementary Figure 1 a. Fosmid size distribution. A toial of 24,851 fosmids were mapped to finished human
chromigsome 7. The distance betwesn the two ends was determined based on the coordinates within the human genome *I
reference. The mean in ziico size was 28.8 +/- 275 kb). !



Supplementary Figure 1 b) Fosmid Size Distribution in Chr22
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Supplementary Figure 1 b. Fosmid size distribution. The experiment was repeated for chromosome 22, A fotal of 11,780

fosmids wers mapped with a mean in silico size of 40.2 +/- 2.74 kb).
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