Supplementary Table 2: Examples of large population studies with potential for mining CNV information

	POPULATION STUDIES1

	Name of Study
	Description of Dataset
	Reference

	A haplotype map of the human genome
	Over 1 million SNP Genotypes from 269 samples comprised of 30 CEPH trios, 30 Yoruban trios, 45 unrelated Han Chinese samples and 45 unrelated Japanese samples
	HAPMAP
Altshuler D et al (2005)

	Evaluating potential for whole-genome studies in Kosrae, an isolated population in Micronesia
	Genome-wide data on 113,240 SNPs (Affymetrix 100K SNP Chip) typed on 30 trios from the Pacific island of Kosrae – genotyping 3150 samples underway
	Bonnen PE et al (2006)

	Whole-genome patterns of common DNA variation in three human populations
	Genotyping 1,586,383 single-nucleotide polymorphisms (SNPs) in 71 Americans of European, African, and Asian ancestry
	PERLEGEN
Hinds DA et al (2005)

	Large-scale genotyping of complex DNA
	Genotyped 14,548 SNPs (Affymetrix 10K SNP) in three different human populations
	Affymetrix
Kennedy GC et al (2003)

	A map of human genome sequence variation containing 1.42 million single nucleotide polymorphisms
	Describes a map of 1.42 million single nucleotide polymorphisms (SNPs).  These SNPs were primarily discovered by two projects: The SNP Consortium and the analysis of clone overlaps by the International Human Genome Sequencing Consortium
	International SNP Map Working Group Sachidanandam R et al (2001)

	Pattern of sequence variation across 213 environmental response genes
	Scanned 213 environmental response genes for SNPs in 90 samples
	Environmental Genome Project Livingston RJ et al (2004)

	Haplotype diversity across 100 candidate genes for inflammation, lipid metabolism, and blood pressure regulation in two populations
	SNPs in 100 candidate genes for inflammation, lipid metabolism, and blood pressure regulation in a population of African descent and one of European descent
	Seattle SNPs
Crawford DC et al (2004)


1If only genotype information is available then one can only infer deletions through examination of Mendel failures, Hardy-Weinberg disequilibrium, and null genotypes (see McCarroll et al 2006; Conrad et al, 2006)

