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Identifying disease-causal genes using Semantic Web-based

representation of integrated genomic and phenomic knowledge
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6. Conclusion

We have used for the first time in human disease gene prior-
itization a combination of both mouse phenotype and human
disease clinical features from OMIM clinical synopsis. In addition
to such extended coverage of knowledge sources used, we have
also shown for the first time that one can leverage Semantic
Web standards and techniques applied to a specific biological
problem. The direct use of W3C's RDF and OWL standards for
knowledge integration, the application of network centrality
analysis for mining and the retrieving of ranked results using
graph query languages such as SPARQL. Although in this current
study we focused on the cardiovascular system, our approach
can be applied to any group of genes or diseases. One immediate
application could be to apply our methods to all OMIM diseases
(around 1554) having known loci but unknown molecular basis.
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