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Achievements so far

2



Launched in April, 2011, 
with ambitious goals by 2020

Means to diagnose 
most rare diseases

200 new therapies 
for rare diseases
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Number of identified Genes
causing Rare Diseases
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New Orphan Drugs
marketed since 2010 in the USA or Europe
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Total number of Indications Year US Europe Total Cumulative

2010 12 2 14 14

2011 24 4 28 42

2012 25 5 30 72

2013 28 2 30 102

2014 30 6 36 138

2015 4 2 6 144

 Monthly updated data are captured into a cumulative 
and cross-linked table

 The total is reported into the IRDiRC counter 



Expansion of the Consortium

Formally launched in 2012

Funding organizations from:

 Asia & Middle East

 Australia

 Europe

 North America

Present commitment exceeds

$1B worldwide
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Adoption of Principles 
applying to Research activities
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 Participation by patients and / or their representatives in       
research

 Scientific standards, requirements and regulations in RD 
research

 Sharing and collaborative work in RD research 



2014 Action Plan: Adopt and Promote 
Standards for Interoperability / Data sharing

 Launch of ICHPT: International consortium of 
Human Phenotype Terminologies

Set of 2,300 terms which should be included in any
terminology used to describe phenotypic features

Recommendation to use HPO and ORDO 
 (Human Phenome Ontology and Orphanet Rare Disease Ontology)
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 Launch of IRDiRC recommended
to promote platforms, tools, guidelines
Contributing to IRDiRC goals



2015 Action Plan 
to boost Therapy Development
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 Patient-Centered Outcome Measures (PCOM)
 To improve quality of trials and allow assessment of the medical added-

value of new therapies

 Report on initiatives worldwide already available and items for action 

 Workshop in Paris on 30 November 2015

 Review the documents / post recommendations

 Small population clinical trials (SPCT)
 To agree with Regulators on acceptable alternative methods

 Report on state of play of science and regulatory recommendations

 Workshop in London at EMA, first trimester 2016 



Selected Key Topics for 2015/2016

10

 Matchmaker Exchange (MME)
 Facilitate matching of unsolved genome/exome sequence cases, based on 

similar phenotypics/genotypic profiles

 Workshop in Baltimore on 6 October 2015

 Machine readable consent (MRC)
 To access electronically patient consent to share data and improve research 

participation

 Workshop in Paris on 9-10 November 2015

 Data mining and repurposing (DMR)
 to identify new therapeutic targets and to repurpose drugs

 Members identified / express your interest

 Process not yet launched/ Workshop planned for T2 or T3 2016



All documents are accessible at 
www.irdirc.org 
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Thank you for your attention
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