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SUMMARY 

1. Wilson’s disease (WD; OMIM  #277900 ; gene map locus 13q14.3-q21.1) is a rare disease 

as defined in the Document.  Published estimates of prevalence are 12-30/million. Based 

upon the number of newly presenting cases entered into the EuroWilson database in 

2005 and in 2006, we calculate a  prevalence of  1 per 84609 from 2005 data, i.e. 11.8 

per million,  or 1 per 83058 from 2006 data, i.e. 12.04 per million. The apparent 

prevalence is higher in the eastern European countries than the western; in Austria it is 

27-30/million. 

2. This response was discussed at a meeting of the EuroWilson Consortium in Warsaw on 

December 14 2007 

3. We welcome and support this proposal for a Commission Communication to the 

European Parliament and the Council on a European action on rare diseases. 

4. WD exemplifies many features of rare diseases referred to in the document (Table 1), 

but has particular features which inform this response 

RESPONSES TO QUESTIONS 

Question 1: Is the current EU definition of a rare disease satisfactory? 

It would be more satisfactory to define RD by incidence than prevalence, because 

 An RD which is rapidly fatal will have a lower prevalence than one which has the 

same incidence but longer life expectancy 

 Basing the definition on prevalence therefore favours the less serious conditions 

Question2: Do you agree that there is a pressing need to improve coding and classification 
in this area? 

 

Yes, and components of this classification should be 

 Disease burden (to individual, family and society) 

 Treatability: it is more important to raise clinician awareness to conditions which 

may be treated if diagnosed early than to untreatable conditions 

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

http://www.eurowilson.org/
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=277900
http://www.ncbi.nlm.nih.gov/Omim/getmap.cgi?l277900


 

 

If the inventory informed and influenced health care spending and planning it would be 

helpful. We are not optimistic that a European inventory would have much clout with 

national planning systems 

Table 1. Wilson’s disease: an exemplar rare disease 

Genetic Autosomal recessive 

Rare  Prevalence ~ 12/million 

Clinically heterogeneous May present as liver, neurological, psychiatric, renal 
or eye disease, of varied types and severity 

Serious Liver disease may cause acute liver failure, fatal 
without transplantation 
Neurological  disorder may cause severe problems 
with speech, swallowing, abnormal movements, daily 
life 

  

Varied age of presentation Liver problems as early as 2 years 
Neurological presentation as late as 7th decade 

Diagnosis delayed Delay because of 

 Rarity 

 Variety of clinical presentation 

 Can present to different kinds of medical 
specialis 

 Tests not available in every centre, and 
require expert interpretation 

Difficulties in long term follow-up Poor arrangements for transition care from child to 
adult 
Lack of specialist neurological centres 

Treatable If diagnosed early, may be treated with penicillamine, 
trientine, or zinc 

Lack of evidence base for treatment Rarity of WD has made clinical trials difficult to set up 

Not all drugs available in every 
country 

Trientine not licensed, and is expensive 

Expensive to treat  Trientine and zinc acetate expensive 
Liver transplant and subsequent care very expensive 

No screening test Biochemical tests unreliable in neonatal period 
Genetic tests inappropriate because large no of 
alleles 

A model for basic science Finding WD gene has stimulated research in copper 
metabolism 

 



 

 

 

 

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

 
We feel the answer is “Both”. For WD there is a need both for centres of specialist expertise 
eg the child with fulminant WD needs imnmediate transfer to a paediatric liver transplant 
centre, and for dissemination of knowledge about WD to primary care so that cases are 
diagnosed earlier, plus availability of telephone advice from specialist to less specialised 
hospitals 
Similarly, for laboratory tests, we need specialist labs providing sophisticated tests (eg 
molecular tests for WD), plus widespread availability of screening tests (eg caeruloplasmin), 
and of course robust quality assurance mechanisms 
 

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

 
Yes. The EuroWilson database is a great success as a research tool, but its potential for 
education and patient empowerment should be exploited 
 

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

 

 Quality assurance schemes, such as the EMQN WD scheme (link to website) drive up 
quality, and, by promoting discussion and debate within participating labs, facilitate 
comparison of techniques and sample transfer. Poorly performing labs either 
improve or stop doing the tests 

 Money is needed to send samples from 1 centre to another. This marketplace needs 
guided development to ensure equitability 

 

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

 
Yes, but the heterogeneity of RD means that detailed work will have to be on a disease by 
disease basis 
 

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

 
We hope it will be EU, rather than repeating this bureaucratic task wastefully in every 
country. However, history suggests that member states will be reluctant to relinquish their 
autonomy in this area. 
 

Question 9: Should the EU have an orphan regulation on medical devices and diagnostics? 

 
We do not have a view on this 

http://www.emqn.org/emqn/EQA/mainColumnParagraphs/04/document/EMQN_scheme_catalogue_2007v2.pdf


 

 

 

Question 10: What kind of specialised social and educational services for RD patients and 
their families should be recommended at EU level and at national level? 

 
The heterogeneity of RD makes it difficult to propose global services. We suggest that 
patient associations should be involved in the drafting of an inventory of needs for their 
disease 
 

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

 
Concerning funding, there is currently a very unsatisfactory situation in which databases and 
registries may be set up using a research grant, then fail because there is no continued 
funding. Also, a number of registries have been created, without their expertise being 
shared. There is therefore a great deal of waste. 
 
We favour the creation of an EU facility for registries and databases. This would house 
expertise, provide advice, host the database, pursue research into database technology, and 
provide governance,  We do not yet have a view on whether this should be in common with, 
or separate from, a biobank facility.  
 

Question 12: How do you see the role of partners (industry and charities) in an EU action on 
rare diseases? What model would be the most appropriate? 

 
We are wholly in favour of partnership between universities, health systems, charities, and 
patient associations. The aims and objectives of these bodies are largely congruent, placing 
patient welfare as a high priority. Industry necessarily has a different priority, namely to 
make a profit from its products. However, funding for large scale trials and drug 
development is only to be found in the pharmaceutical industry. Partnership with industry 
therefore has to be open, with both sides recognising the others’ positions, and 
governanced.  
 

Question 13: Do you agree with the idea of having action plans? If yes should it be at 
national or regional level in your country? 

 
We  are in favour of any stratagem which raises the profile of RD, but do not have high 
expectations that a plan will necessarily lead to actions. We would urge that action plans 
had very specific recommendations and time lines. 
 

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

 
Whilst we wholly support the process of raising awareness of, and funding for, RD within the 
EU we remain unclear as to the purpose and function of this new Agency. At worst, it could 
consume a lot of resources without much tangible outcome. We seek further clarification 



 

 

about the “ very specific technical, scientific or managerial task” that theAgency would 
undertake.   These matters would become clear in the feasibility study, which we support. 
 
 
Stuart Tanner 
Emeritus Professor of Paediatrics 
University of Sheffield 
m.s.tanner@sheffield .ac.uk 
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