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Genetic sequence analysis of inherited bleeding diseases
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Future genomic strategies for the
characterization of inherited
bleeding disorders

As genomic technologies continue to advance, the potential for
incorporating these strategies into diagnostic algorithms will inevitably
increase. However, before this can happen, a number of critical
additions to our current diagnostic infrastructure must be developed.

Carefully curated databases, such as Reactome (www.reactome.
org), provide key information that will enable physicians and scientists
to access relevant information on cellular pathways and to visualize the
relationships between rare sequence variants and clinical phenotypes.
The GEN2PHEN database (www.gen2phen.org), created through

a collaboration between the National Center for Bioinformatics and
European Bioinformatics Institute, and other efforts have resulted in
the establishment of the Locus Reference Genome (www .Irg-sequence.
org), a system that provides a genomic DNA sequence representing
a single gene, whose core content never changes, with an updateable
annotation layer that includes sequence variants.
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