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Objectives

• Integration of clinical and genetic 
information from public databases

• Focus on rare diseases

• Why rare diseases?
~80% do have genetic association
~ 6,000 distinct rare diseases 
6% to 8% of the population 
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Main Questions: what are the … ?
• symptoms of the disease?
• main publications about this disease?
• drugs available for the disease?
• gene therapies or clinical trials for the 

disease?
• laboratories that perform genetic tests?
• genes that cause the disease?
• chromosomes for these genes?
• mutations found in these genes?
• names used to refer to these genes?
• proteins coded by these genes?
• the functions of the gene product?
• 3D structure for these proteins?
• enzymes associated to these proteins?
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Public Resources

• Orphanet 
• IIER
• ClinicalTrials
• OMIM 
• NCBI dbSNP
• EMBL Nucleotide 

Sequence Database 
• Entrez-Gene
• Swiss-Prot
• ...

• ProDom
• KEGG
• GeneCards
• PubMed
• PharmGKB
• HGNC (HUGO)
• GO
• EDDNAL
• ...



5

Motivation

• Providing an intuitive interface to the main 
biomedical and genetic resources
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Navigation Model
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Methods 

• Disease cards
Each card contains a set of biomedical 
concepts 

• Navigation protocol
Described in a formal language (XML)

• A web crawler for each concept
The crawler specify where to search and what 
to retrieve
Used just for the construction of the card 
Multithreading

• No physical integration!
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www.diseasecard.org
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Diseases List
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Navigation Protocol
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Card Information
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Disease Forum
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Conclusions
• Portal for rare diseases www.diseasecard.org
• Navigation from the symptom to gene

Integrated view

• Accurate information 
Well known databases, continuously updates

• No need to master biological databases
Avoids dealing with search boxes, nomenclatures, etc.

• Information retrieval engine based on web 
wrappers

Easy configuration

• The model can be applied to other application 
fields!
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