
  
  
Subject: PUBLIC CONSULTATION - RARE DISEASES: EUROPE’S CHALLENGES 
  
Dear Sir 
  
Please find below the responses made by the Association Polykystose France, the 
french chapter of the PKD Foundation. 
  
Although Polycystic Kidney Disease, which is one of the most common genetic 
diseases prevalent in the world, affects more than one in one thousand, i.e. between 
80000 and 100000 people in France, more than 4.9 million in Europe, and more than 
12 million worldwide, we thought it worthwhile to make our contribution to this 
consultation. 
  
Question 1: Is the current EU definition of a rare disease satisfactory? 

• The European Definition of a RD meets quite the US Definition.  
Indeed, by US standards, a rare or "orphan" disease affects fewer than 
200,000 people in the United States. There are more than 6,000 rare disorders 
that, taken together, affect approximately 25 million Americans.  
Based on estimates in July 2007, the European Union’s population was 
490,426,060. Using the Em’s definition for a RD (5 in 10,000 population), that 
would equal a number of 245,213 for a rare or orphan disease to be 
considered as such. This seems to be a rather high number, in our view.  

• According to the medical dictionary, an orphan disease is a disease that is so 
rare that it is not considered commercially viable to develop drugs to treat it.  

  
Question 2: Do you agree that there is a pressing need to improve coding and 
classification in this area? 

•        One would think this to be a good idea; as noted above, when all the US rare 
disorders are combined, they make up a substantial part of the population, 
thus critical mass would seem to have a positive effect – at least when it 
comes to public awareness.  

  
Question 3: Can a European inventory of rare diseases help your national / regional 
system to better deal with RD? 

•        We don’t know if we can answer this; if ARPKD is as rare in Europe as it is 
here (1 in 20,000 live births)…and especially with so many different countries, 
languages, cultures and traditions…I would doubt this would substantially 
benefit our partners in Europe and/or the families associated with them. 

o       NORD (National Organization for Rare Diseases) is a wonderful 
organization in the US that helps educate the public about RD’s and 
provides a wonderful resource for parents needing information when a 
RD presents itself.  

Question 4: Should the European Reference Networks privilege the transfer of 
knowledge? The mobility of patients?  Both? How? 

•        Whenever people can ‘connect’ – whether in person or in the ‘virtual world,’ 
they become more knowledgeable, informed and empowered to better 
manage whatever they are dealing with.  



 
Question 5: Should on-line and electronic tools be implemented in this area? 

•        With more and more people seeking medical information on the internet, this 
would be appearing to be obvious. Standardization would be helpful (like the 
Euro has become in terms of currency) but given the many different countries, 
languages, cultures and traditions…I would think this to be very 
challenging…unless translators did a super job providing info in ALL EU 
languages.  

 
Question 6: What can be done to further improve access to quality testing for RD? 

•        In the case of PKD, while there is a genetic test, it is not quite 75% accurate, 
thus the most important ingredient to a standardized testing mechanism would 
have to be degree of accuracy.  

 
Question 7: Do you see a major need in having an EU level assessment of potential 
population screening for RD ? 

•        Wholesale prenatal screening for diseases (like PKD) would be prohibitively 
expensive.  

Question 8: Do you envisage the solution to the orphan drugs accessibility problem 
on a national scale or an EU scale? 

•        If consensus can be reached regarding what type of disease specific clinical 
care people should receive, and which drugs to take, one would think this 
would be very helpful. Whether this could be done across the EU, I have no 
clue.  

 
Question 11: What model of model of governance and of funding scheme would be 
appropriate for registries, databases and biobanks, 

•        Biobanks, registries, databases and other such repositories would greatly 
benefit the establishment and management of clinical trials, follow-up with 
patients, and etc. If the EU could adopt an entity for this like the US has done 
with UNOS (United Network for Organ Sharing)…whereby one Federally 
chartered organization – with input from many stakeholders, sets the 
standards, that would perhaps be helpful in terms of governing registries, 
databases, biobanks and the like.  

 
Question 14: Do you consider it necessary to establish a new European Agency on 
RD and to launch a feasibility study in 2009?  

•        As referenced above, NORD (National Organization for Rare Diseases) is a 
wonderful organization in the US that helps educate the public about RD’s and 
provides a wonderful resource for parents needing information when a RD 
presents itself. However, it is not a regulatory organization…thus something 
like the UNOS example (#11) would, in my view, be very helpful to the EU.  

  
Best regards 
  
Corinne Lagrafeuil 
President of the Association Polykystose France - French Chapter of the PKD 
Foundation 



c.lagrafeuil@dbmail.com 
33, allée de Limère - 45160 Ardon 
02 38 64 05 65 
06 87 53 07 40 
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