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Difficulty’ & No data
Qelay n exchange
diagnosis

wPartial data gathering
wNo data integration
wReduced.data merging
wkew Information

No statistical Inadequate
analyses treatments
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Increaseknowlecdge onkereaitaryiseases

wcollect clinical-and-genealogical data of each
patient /family

wincrease molecular screening, on blood/tissue
SEIS(ES

Our focus is:to. define a correlation between clinica
data (Phenotypg and genetic screeningsenotype
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Short overview on:-Herediary Rare ibisease

wless than-one in.2000

w25 million people-are affected by them
w7000 diseases are rare
wMost involve skeleton

wiostly are not curable, .chronic; life
threatening
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Multiple'@steochondromas V©
weartilaginous .caps on:long-bones

whuge Inter/intra-familiar clinical variability
(3 class-each divided in 2 staiass)

win less than-5% of the patients a
progression into-a SPC

wMutations on EXT1/EXT2-genes

wMutated proteins for bone -growth
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@steogenesis,imperfecta®l
wheterogeneous.disorder
wsusceptivility to fracture, -bone; fragility
w4 clinical typesexpanded into 7

weaused by mutations iIn COL1AL or COL1A
genes

wmutated chains-of type | collagen,
structural protein of bone



reessssss SERVIZIO SANITARIO REGIONALE

Tt esstl EMILIA - ROMAGNA

Istituto Ortopedico Rizzoli di Bologna
Istituto di Ricovero e Cura a Carattere Scientifico

i FOR SUPPORTING REASERCHIN H

W Store genomic.data
w Store clinical.data

w Create a.data, model to integrate [clinical and
genomic datalin-a standard way: to allow
heterogeneous-application interoperability

w Correlate genomic data to clinical data in a
patient centric view
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GePhCARDT PLA FORI\/I FOR COLLECT}

designed as services (Web Servicasll 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



