Supplementary Table 3: Published and proposed disease association studies with potential for mining CNV data.

	DISEASE ASSOCIATION STUDIES

	Disease
	Name of Study
	Description
	Reference

	Rheumatoid Arthritis
	Whole-genome scan, in a complex disease, using 11,245 single-nucleotide polymorphisms: comparison with microsatellites
	A whole-genome screen of 157 families with multiple cases of rheumatoid arthritis (RA), performed using 11,245 genome wide SNPs (Affymetrix 10K SNP)
	John S et al (2004)

	Multiple Sclerosis
	Enhancing linkage analysis of complex disorders: an evaluation of high-density genotyping
	Genotyped five families with incidence of multiple sclerosis using Applied Biosystems high-density microsatellite linkage mapping set, the Illumina BeadArray linkage mapping panel and the Affymetrix GeneChip Human Mapping 10K array
	Sawcer SJ et al (2004)

	Bipolar Disorder
	Genome wide linkage analysis of bipolar disorder by use of a high-density single-nucleotide-polymorphism (SNP) genotyping assay: a comparison with microsatellite marker assays and finding of significant linkage to chromosome 6q22
	Linkage analysis on 25 extended multiplex Portuguese families segregating for bipolar disorder, using a high-density single-nucleotide-polymorphism (SNP) genotyping assay (Affymetrix 10K Chip)
	Middleton FA et al (2004)

	Age-related macular degeneration
	Complement factor H polymorphism in age-related macular degeneration
	Genome-wide screen of 96 cases and 50 controls for polymorphisms associated with AMD using 116,204 SNPs
	Klein RJ et al (2005)

	CURRENT/PROPOSED LARGE GENOTYPING STUDIES

	Dataset
	Institute
	Description
	Reference

	15,000 samples
	Wellcome Trust Case Control Consortium
	Genotype data for ~ 675,000 sites (Affymetrix 500K SNP Chip and Perlegen 175K Chip) on ~15 000 samples with 10 different complex disease
	www.wtccc.org.uk/

	12,000 samples
	Broad Institute
	Genetics of major diseases including cancer, neuropsychiatric, metabolic and cardiovascular disease (Affymetrix 500K SNP Chip)
	www.affymetix.com

	>10,000 samples
	GlaxoSmithKline
	Pharmacogenetics (Affymetrix 500K SNP Chip)
	www.affymetrix.com


