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• Presence of registries and biobanks 

  biological samples and clinical information 
sharing 

• International collaboration: trans-national 
call 

• Dedicated funds 

• Presence of Patient’s associations 

 

MAIN FACTORS INFLUENCING  SCIENTIFIC 
RESEARCH ON RARE DISEASES 
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FLUSSO EPIDEMIOLOGICO:  

DAL LIVELLO REGIONALE A QUELLO NAZIONALE 

REGISTRO 

NAZIONALE 
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PRESIDI 

CENTRI 

REGISTRI REGIONALI 

E  

INTERREGIONALI 

DATA SET 

(OGNI 6 MESI) 
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2 International Workshop  
RARE DISEASE AND 

ORPHAN DRUG REGISTRIES 

 

7- 9 October, 2013 
Istituto Superiore di Sanità 

Rome (Italy) 

 

 
 

www.epirare.eu 

Centro Nazionale Malattie Rare – Istituto Superiore di Sanità                      www.iss.it/cnmr 



Centro Nazionale Malattie Rare – Istituto Superiore di Sanità                      www.iss.it/cnmr 



• Presence of registries and biobanks 
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MAIN FACTORS INFLUENCING  SCIENTIFIC 
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Recommended Member States to adopt National Plans strategies 
for rare diseases, before the end of 2013.  

 
AREAS OF  THE RECOMMENDATIONS 

 

Area 1. Plans and strategies in the field of rare diseases 
Area 2. Adequate definition and codification of rare diseases 
Area 3. Research on rare diseases 
Area 4. Centers of expertise and European reference networks for rare 
diseases 
Area 5. Gathering the expertise on rare diseases at European level 
Area 6. Empowerment of patient organizations 
Area 7. Sustainability 

EUROPLAN  

The Council Recommendation on European 
Action in the field of rare diseases  

Adopted by the EU Council in 2009  
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www.europlanproject.eu 
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http://www.e-rare.eu/ 
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“E-Rare”  
European Research Area – 

Network for Research 
Programmes on Rare Diseases  

The E-Rare Consortium 

17 Partners (public bodies, ministries and research 

funding organizations) from 13 Countries 

Objectives:   

 to harmonise and develop synergies 
between national research programmes on rare 
diseases 
 to develop common research policy on 
rare diseases 
 to implement transnational research 
funding activities (Joint Calls) 
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E-RARE 
international collaboration to share knowledge and information 
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http://ec.europa.eu/research/health/medical-research/rare-diseases/irdirc_en.html 

Nature 472, 17 (2011) 

International Rare Disease Research Consortium 

(IRDiRC) 
Ambitious goals 
 Maximising scarce resources and coordinating research efforts  
 Worldwide sharing of information, data and samples to boost 
research  
 
IRDiRC will team up researchers and funding agencies to achieve 
two main objectives by the year 2020, namely to deliver 200 new 
therapies for rare diseases and diagnostic tools for most rare 
diseases. 
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HEALTH.2012.2.4.4 RARE DISEASES 
 
HEALTH.2012.2.1.1-1 (A-C) – OMICS FOR RARE DISEASES 
HEALTH.2013.4.2-3: New methodologies for small clinical trials 
HEALTH.2013.1.2-1. Development of imaging technologies for 
therapeutic interventions in rare diseases 



http://www.rd-connect.eu 
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RARE-Bestpractices  

 

Funded by the European Union within the Seventh Framework 

Programme (FP7/2007-2013, CALL HEALTH.2012.2.4.4-3: Best 

practice and knowledge sharing in the clinical management of rare 

diseases” (Coordinated Action)) 

 

Starting date of the project is the 1st  of January 2013. 

 

The main goal of the project is the development of a networking platform  

i) exploiting the collection, evaluation and dissemination of 

existing best practices on rare diseases; 

ii) developing an agreed methodology for the elaboration of 

guidelines on rare diseases, with a view to ensuring scientific quality 

and effective sustainable governance;  

iii) setting up educational activities targeted to stakeholders to share 

expertise and knowledge and to contribute to the sustainability of the 

networking platform. 
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Next event: July 2013 
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http://icord.se 
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IRDiRC 
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MANY THANKS FOR  

YOUR ATTENTION  

domenica.taruscio@iss.it 

 

Domenica Taruscio 

Director 

National Centre Rare Diseases 

Istituto Superiore di Sanità 

Rome (Italy) 
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