
1 October 14th ɀ NETTAB 2011 

GePhCARD & BioMIMS: 

a combined platform that support research 
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ω Partial data gathering  
ω No data integration 
ω Reduced data merging 
ω Few information 

Difficulty & 
delay in 

diagnosis 

No statistical 
analyses 

Inadequate 
treatments  

No data  
exchange 
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Increase knowledge on Hereditary Diseases 

ω collect clinical and genealogical data of each 
patient /family  
 
ω increase molecular screening on blood/tissue 
samples  

 

Our focus is to define a correlation between clinical 
data (Phenotype) and genetic screening (Genotype) 
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Short overview on Hereditary Rare Diseases 
  

ω less than one in 2000  
 

ω 25 million people are affected by them 
 

ω 7000 diseases are rare 
 

ω Most involve skeleton 
 

ω Mostly are not curable, chronic, life-
threatening 
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Multiple Osteochondromas - MO 
 

ω cartilaginous caps on long bones 
 

ω huge inter/intra-familiar clinical variability 
(3 class each divided in 2 sub-class) 
 

ω in less than 5% of the patients a 
progression into a SPC 
 

ω Mutations on EXT1/EXT2 genes 
 

ω Mutated proteins for bone growth 
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Osteogenesis Imperfecta - OI 
 

ω heterogeneous disorder  
 

ω susceptibility to fracture, bone fragility  
 

ω 4 clinical types, expanded into 7 
 

ω caused by mutations in COL1A1 or COL1A2 
genes 
 

ω mutated chains of type I collagen, 
structural protein of bone 
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IT FOR SUPPORTING REASERCH IN HRD 

ω Store genomic data 
 

ω Store clinical data 
 

ω Create a data model to integrate clinical and 
genomic data in a standard way to allow 
heterogeneous application interoperability 
 

ω Correlate genomic data to clinical data in a 
patient centric view 
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GePhCARD: IT PLATFORM FOR COLLECTION 
designed as services (Web Services) and developed according to SOA 

principles  
a relational database to 
store clinical, genomic 
and genealogic data of 

patients  
 

a relational database to 
store and index digital 

documents  
 

a document management 
system based on Alfresco 

2.1 framework  
 

a web application  


