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 In Europe, a disease is defined as rare when it 
affects 1 in 2000 persons or less 

 In the US, a rare disease is considered to 
have a prevalence of fewer than 200,000 
affected individuals 

 Between 6000 and 8000 rare diseases have 
been identified 

 The number of patients with each rare disease 
is frequently very small 

Rare diseases 



 Rare diseases are serious chronic diseases 
which are frequently disabling and/or life-
threatening 

 Cause high level of pain and suffering for 
patients and their families 

 50% of rare diseases affect children 

 80% of rare diseases have a genetic cause 

 In most cases, no effective treatment is 
available 

Characteristics of rare diseases 



 Lack of access to correct diagnosis 

 Delay in diagnosis 

 Lack of appropriate quality healthcare 

 Inequities and barriers to accessing 
treatment and care 

 Lack of quality information on the disease 

 Lack of scientific knowledge of the disease 

 Heavy emotional, financial and social 
burden for the patients and their families 

Problems faced by patients 
with rare diseases 



 By developing appropriate public health policies 

 By increasing international collaboration in research 

 By gaining and sharing scientific knowledge 

 By improving access to diagnostic tests and treatments 

 By developing new diagnostic procedures and 
therapeutic interventions 

 By raising public awareness 

 By facilitating patient networks 

 By providing quality information to patients, health 
professionals and the general public 

 

How can we advance the care of 
patients with rare diseases? 



 In recent years, there has been a worldwide 
movement aimed at improving the wellfare and 
care of patients with rare diseases  

 Patient advocacy groups have been a driving 
force many countries 

 Rare diseases are now included in public health 
plans in many countries 

 Research funding agencies in Europe and the US 
are increasingly promoting basic and clinical 
research into treatment of rare diseases 

 

The rare disease movement 











 Networks enable clinicians and scientists to 
work together across Europe 

 Advance and disseminate information and 
knowledge 

 To be a single voice to advocate for patients 

 To guide the best practice in diagnosis, care 
and treatment 

 Drive improved and equitable access to services 

 Develop a unified approach to clinical trials 

 Advertise opportunities to participate in 
registries, research studies and clinical trials 

International rare disease networks 



 European Union Committee of Experts on Rare 
Diseases (EUCERD)  

 The International Rare Disease Research 
Consortium (IRDiRC) 

 Increased collaboration between the European 
Medicines Agency and the US Food and Drug 
Administration  

 Rare Disease Day 

 European Conference on Rare Diseases 

 

Key developments at the 
European level 









Emergence of concepts and initiatives 
surrounding rare diseases in Europe 

EUCERD Report on the State of the Art of Rare Disease Activities in Europe 2010 



Stages of development of national plans or 
strategies for rare diseases in the EU 

EUCERD Report on the State of the Art of Rare Disease Activities in Europe 2010 





http://www.orpha.net/orphacom/cahiers/docs/GB/Registries.pdf 

Disease registries in Europe 





 An orphan drug is a pharmaceutical agent 
developed to treat a rare (orphan) disease 

 Orphan drugs are often expensive and 
rarely meet cost effectiveness criteria for 
public reimbursement 

 Expanding list of orphan drugs creates a 
challenge for health authorities 

 The problem is likely to escalate in the 
future as new drugs are dveloped at a rapid 
pace 

Orphan drugs 



 The Orphan Drug Act was passed in the 
United States in 1983 

 A common European Union Policy on orphan 
drugs was implemented in 1999 

 A Committee for Orphan Medicinal Products 
(COMP) was established at the European 
Medicines Agency (EMA) in the year 2000 

 In the US and EU it is easier to gain 
marketing approval for an orphan drug, and 
there may be other financial incentives such 
as extended exclusivity periods 

Regulation of orphan drugs 



 Obtaining sufficient evidence of drug effectiveness 
and safety is difficult 

 Funding of clinical trials is limited  

 Patient recruitment is the biggest obstacle 

 Patient advocacy groups and support organisations 
may help by recruiting participants for multicentre 
or international trials 

 A conflict exists between improving patient access 
to treatment and the need to make the best 
possible scientific assessment of the risks and 
benefits of new orphan drugs 

 

Challenges in the development 
of orphan drugs 



Forbes 2010 

The world’s most expensive drugs 



 Rare diseases are life-threatening or chronically 
debilitating diseases that have been neglected in the 
past 

 Over the last 10-15 years, significant achievements 
have been made in research, drug development and 
public awareness of rare diseases through 
international collaboration 

 Rare diseases are now included as priorities in public 
health plans and research funding programmes in 
Europe and the US 

 The high cost of orphan drugs poses a major 
challenge for healthcare authorities and policy makers 

Summary and conclusions 



The drug itself has no side effects …  
but the number of health economists needed to 

prove its value may cause dizziness and nausea 


