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Why a regulation for Orphan Medicines is needed? 

Some conditions occur so infrequently that the cost of developing a 
medicinal product would not be recovered by the expected 
revenues. Therefore the pharmaceutical industry is unwilling to 
develop these medicines under normal market conditions. 

 
Patients suffering from rare conditions should be entitled to the same 

quality of treatment as other patients 
(EC Regulation No 141/2000) 

 



 
 Growing rare disease actions 



EMA / Orphan 101 – Presentation to OOPD Staff Jan 
2012 

A patient-centered regulatory agency 



CHMP  
(Committee for Human Medicinal Products) Chair : Dr E. Abadie 

 
CVMP 

(Committee for Veternary Medicinal Products): Chair Dr. A. Holm 
 

HMPC  
(Committee for Herbal Medicinal Products) Chair: Dr W. Knoss  

 
COMP 

(Committee for Orphan Medicinal Products) Chair : Prof K. Westermark  
 

CAT  
(Committee for Advanced Therapy Medicinal Products) Chair: Dr C. Schneider  

 
PDCO  

(Paediatric Committee) Chair:   Dr D. Brasseur 
 

+ PRAC (July 2012) 
(PhVig Risk Assessment Committee ) Chair:   xxx 

 
 

EMA Scientific Committees 

http://www.hma.eu/index.html?L=1�
http://www.hma.eu/index.html?L=27�


                                                                                                                                                      

Composition 
Chair and Vice Chair 

+  
1 member/MS 

+  
3 patient reps 

+  
3 EMA reps 

 

COMP 

Dr. Westermark,  
COMP Chair 

+ 3 patient organisations + 3 EMEA 

http://europa.eu.int/comm/enlargement/bulgaria/index.htm�
http://europa.eu.int/comm/enlargement/cyprus/index.htm�
http://europa.eu.int/comm/enlargement/czech/index.htm�
http://europa.eu.int/comm/enlargement/estonia/index.htm�
http://europa.eu.int/comm/enlargement/estonia/index.htm�
http://europa.eu.int/comm/enlargement/hungary/index.htm�
http://europa.eu.int/comm/enlargement/latvia/index.htm�
http://europa.eu.int/comm/enlargement/lithuania/index.htm�
http://europa.eu.int/comm/enlargement/malta/index.htm�
http://europa.eu.int/comm/enlargement/poland/index.htm�
http://europa.eu.int/comm/enlargement/slovakia/index.htm�


Contenido de la presentación 

1. Marco regulatorio europeo de 
medicamentos huérfanos 

 
2. Incentivos, criterios de designación y 

procedimientos reguladores 
 

3. Estrategias de futuro 



EU Orphan Designation 
 (2000-2010) 

Committee for Orphan Medicinal Products and the European Medicines. European regulation on orphan 
medicinal products: 10 years of experience and future perspectives. Nat Rev Drug Discov. 2011 
May;10(5):341-9. 

≈300 RD 





Overview of the EMA activities - HB Jan 2012 

EMA: New MA Applications 1995-2009 
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Therapeutic areas –marketing authorisations (n=66)  
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variations not included in graph) 



COMP 10 year outcome 

 > 1200 orphan designation applications 
• > 800 orphan designations: c:a 30% innovative products 
 (fusion proteins, monoclonal antibodies, oligonucleotides), 
 7% advanced therapies (cell/gene/tissue) 
•  66 marketing authorizations (41% with prevalence < 
 1/10,000), 41% ‘under exceptional circumstances’; 5% 
 ‘conditional approval’ 

 
• Public Health Impact – General: drugs for children and for 
 diseases rare in the EU (e.g. tropical diseases) 

 
 Public Health Impact – Examples: 1/3 of authorised ODS for 
 rare cancers (e.g. Tyrosine kinase inihibitors for chronic 
 myeloid leukaemia; Endothelin receptor antagonists for 
 pulmonary arterial hypertension; Enzyme replacement 
 therapies for lysosomal storage diseases) 















 
 

IRDiRC 
International Rare Diseases Research  Consortium 



ICELAND 
 27-28 October’10  

BETHESDA  
 6-8 April’11  

MONTREAL 
8-9 October’11 

IRDiRC PREPARATORY MEETINGS 



















 
200 new therapies for rare diseases by 2020 

 
Means to diagnose most rare diseases by 2020 

 
 
 

 

 

Goals of IRDiRC  



International Rare Disease 
Research Consortium (IRDiRC) 

• International co-operation to stimulate, co-ordinate  and 
maximise output of rare disease research efforts around the 
world  

• Research funders with relevant programmes >$10 million US 
over a 5-year period can join & work together 

• Funded projects adhere to a common framework 

• Scientists will join thematic working groups such as 
sequencing, natural history, biomarkers, or clinical research 



IRDiRC objectives & milestones 

 
Diagnostics  

 

Objectives 
200 new therapies  

Means to diagnose most rare diseases 
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Therapies 

Mapping of sequencing & 
characterisation efforts 

Identified &  prioritised gaps 
in sequencing & diagnostics  

 
5000 sequenced/characterised  
3000 diagnostics 

 6000 diagnostics  

50 new applications for 
market authorizations for 
new or repurposed 
therapies 

200 new market 
authorizations given for 
new or repurposed 
therapies  

Prioritisation of 100 new 
or repurposed therapies  



IRDiRC committed funding bodies  February 2012  
European Commission, EU  

Agence Nationale de la Recherche, France 
Association Française contre les 
Myopathies, France 
Bundesministerium für Bildung und 
Forschung, Germany 

Telethon Foundation, Italy 

Istituto Superiore di Sanita, Italy 

The Netherlands Organisation for Health 
Research and Development, the Netherlands 

Prosensa, the Netherlands 

Instituto de Salud Carlos III, Spain 

National Institute for Health Research, UK 

Western Australian Department of Health, Australia 
Canadian Institutes for Health Research, Canada 
Genome Canada, Canada 
Office of Rare Diseases, US 
National Human Genome Research Institute - Mendelian 
Disorders Genome Centres, US 
National Human Genome Research Institute - National 
Centre for Translational Therapeutics, Library programme, 
US 
National Cancer Institute, US  
National Institute of Neurological Disorders and Stroke, US 
National Institute of Arthritis and Musculoskeletal and Skin 
Diseases, US 
National Institute of Child Health and Human Development, 
US 
National Eye Institute, US 
Sanford Research, US 



− 1 representative per funding body  
− 1 representative per group of 
funders    
            (accumulative funding) 
− the chairs of the Scientific 
Committees   
 

IRDiRC Governance 

15 members with 
balanced representation 
of scientists, patients, 
industry, etc.  

Representatives of 
funded projects 

Executive Committee 

 
Diagnostics 

 

 
Interdisciplinary 

 

 
Therapies 

 

Scientific Committees 

Sequencing  Ontologies Model systems Clinical  

   Working Groups  

Registries  Natural history  Biomarkers  Etc.  



IRDiRC Governance 

• Executive Committee  
Represents the IRDiRC funding bodies; develops policy and 
guidelines , coordinates research funding, and nominates Scientific 
Committee members 

• Scientific Committees 
Each with 15 members to represent stakeholders in a balanced 
way; propose research priorities to the Executive Committee, 
assess progress, and agrees on procedures and standards.. 

• Working groups 
Represent all IRDiRC projects; ensure synergies, 
propose standards for best data/research results  use 



● Setting up Scientific Committees 
Members to be appointed 29 February 2012, first meetings spring 2012 

● Policy Document 
Consolidation and consultation of IRDiRC policies and guidelines  

● Executive Committee meeting 
Next meeting September 2012 date and venue to be confirmed 

 

IRDiRC next steps 



 Want to become an Executive Committee member? 
Required research investment: $10 million US over a 5 year period 

including funding from 2010 forward; application template available on 
the IRDiRC website  

 

http://ec.europa.eu/research/health/medical-research/rare-
diseases/irdirc_en.html 

Being a part of IRDiRC 



29th February 2012 
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