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Supplementary Figures
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Distribution of known pathogenic BLM mutations as reported in the Bloom’s Syndrome Registry

(http://weill.cornell.edu/bst/). Regions that were not properly covered by our molecular inversion probe design (<10-fold) are indicated in

Supplementary figure 1

orange. These regions, located in exons 10 and 13, represent ~ 2.6% of the total coding sequence and they do not overlap with known pathogenic

mutations.
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Supplementary figure 2: Box plots of the coverage per molecular inversion probe. (A)
Coverage per probe for the CRC samples (n=185). (B) Coverage per probe for the population-
matched control cohort (n=532).
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Supplementary figure 3: Overview of the genomic profiling of the tumor of individual P034.
Analysis was performed using Nexus Copy Number, version 6. To accommodate for a noisy
signal a smoothing of 0.8 was applied. Significance thresholds were set to 1x10™", allelic
balance calls ignored and minimal length of loss of heterozygosity (LOH) areas defined as
greater than 1 Mb to assure genomic significance. (A) The top graph showing the copy
number profile. Note the copy number loss of 8pter, 18 and 22 and the gain of of 8qter and
l6qter (blue bars). For chromosomes 15, 17, and 1q the B-allele frequency plot shows a copy-
neutral loss-of-heterozygosity. (B) Diagram showing the genomic profiling results of the
tumor of individual P034 as determined by Affymetrix Oncoscan array analysis. Copy-neutral
LOH of chromosomes 15, 17, and 1q is depicted by yellow shading, deletion of 8pter, 18 and
22 by red bars, and duplication of 8qter and 16qter by blue bars. The location of the BLM
locus on chromosome 15 is indicated by an arrowhead.



