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4 patients with colorectal carcinoma

4 colorectal carcinomas 4 normal colon samples 4 liver metastases 4 normal liver samples

lllumina Cyto 12 BeadChip array SOLiD mate-pair sequencing
16 samples 16 samples
300,000 probes 10-50 million mate-pair reads per sample (2x 50 bp)

insert size of ~2500 bp

customized copy number variation detection l

alignment to reference genome (hg19)

integrate with mate-pair data
uniquely mapping reads

N,

concordantly mapping  anomalously mapping
mate-pairs mate-pairs:
-inverted orientation
-everted orientation
-tags on two chromosomes
-tag distance in top 0.5% percentile

clustering of anomalous mate-pairs

select tumor-specific clusters:
-no overlapping mate-pairs from normal tissue
-minimally 5 mate-pairs derived from at least one of the tumour libraries
-exclude predicted rearrangements with both breakpoints overlapping low copy repeat
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Flow diagram of the procedure for detecting tumor specific rearrangements and copy number
changes.



