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William Wells
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In the 28 September Nature, Altshuler et al. (Nature 2000, 407:513-516) and Mullikin et al. (Nature
2000, 407:516-520) report on the discovery of thousands of single nucleotide polymorphisms (SNPs).
These human sequence variants, in which two alternate bases occur at one position, are present at a
frequency of up to one per kilobase. A dense map of SNPs would allow certain variants to be associated
with disease states. Previous efforts to uncover SNPs have struggled with the effort involved in
amplifying specific regions of DNA, or completing several-fold coverage of an entire genome before
any SNPs are forthcoming. Altshuler et al. present an alternative technique, in which digested DNA is
size-fractionated before being subjected to shotgun sequencing. This method yields over 47,000 SNPs.
Mullikin et al. extend the technique by focusing on chromosome 22, and by aligning their sequence data
with the completed sequence of this chromosome. In total the SNP consortium of sequencing centers
and pharmaceutical companies has now discovered over 350,000 SNPs, of which 250,000 have been
mapped to the draft human genome sequence. The SNPs are freely available at the consortium website.
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