Motivation: Better understanding of human gene component and disease mechanisms for translational research and
drug discovery and development.

Challenge: One of the major current bottlenecks for knowledge discovery on the genetic component of diseases is
that the information is fragmented. The vast amount of biomedical information about genotype-phenotype relations
is distributed in several databases, represented and annotated using different data models, vocabularies and
standards, and it is domain and technology-specific, which hampers their access, integration, analysis, and
interpretation.

Approach: DisGeNET Discovery Platform® collects and integrates the available information on gene-disease
associations (GDAs), covering the whole spectrum of human diseases, and using standards for their annotation and
representation.
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EVIDENCE-BASED DISCOVERY

Implementation: The platform is composed of a knowledge base and a set of tools for data analysis and interpretation.
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More @ http://www.disgenet.org/web/DisGeNET/menu/rdff{sparql-queries-2
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