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structuring all relevant actions in the field of rare diseases. A revised version of this draft report will soon be 
published. The draft recommendations for national plans and strategies will be sent in spring 2010 to the EU 
Committee of Experts on Rare Diseases and the health authorities of each of the 27 Member States for 
comments before these recommendations are finalised. 

National conferences and workshops on the subject of national plans and strategies, supported by 
this project, will begin in 2010 and will have a political dimension. The conferences will share a similar 
structure in order to better analyse results, and a final report will be published after each event. 

 
Aa.2.2a.6 Calls for Proposals and Projects funded in 2009 
The European Commission has published the Work Plan for 2009 for the implementation of the second 
programme of Community action in the field of health. The publication of the Work Plan was followed by the 
calls for proposals. The Executive Agency for Health and Consumers (EAHC)73

The financial contributions may, where appropriate, include joint financing by the Community and one 
or more Member States or by the Community and the competent authorities of other participating countries. 
The Calls presented new funding opportunities for the European organisations active in the area of public 
health. The total budget available for the execution of the 2009 Work Plan is €48.2 million. The selected 
proposals address important problems in the European public health field are in line with the Commission's 
priorities expressed in the Work Plan. The successful proposals concentrate on aspects of public health that 
cannot be achieved on a national level. They should ensure a significant impact across the EU.  

 published calls for proposals for 
projects, operating grants, conferences and joint actions.   

The deadline for submission of proposals was 20 May 2009. Three proposals were retained in the field 
of Rare Diseases: a one year contract for the development of Orphanet; CARE-NMD – Dissemination and 
Implementation of the Standards of Care for Duchenne muscular Dystrophy in Europe (including Eastern 
countries); Social economic burden and health-related quality of life in patients with rare diseases in Europe 
(BURQOL–RD). Two conferences on rare diseases were funded in 2009: the 2nd Pan-European Conference on 
Haemoglobinopathies (Thalassaemia International Federation); and the European Autism Action 2012: Working 
Conference on a European Strategic Plan for Autism, Dublin 2009 (Irish Autism Action). An Operating Grant was 
awarded to Eurordis.  

 
Aa.2.2a.6.1 Call for Tender: Evaluation of population newborn screening practices for rare disorders in 
Member States of the European Union (EUNENS) 
In July 2009 a call for tender was launched for an evaluation of the current situation of newborn screening 
practices for rare diseases in the MS of the EU. A need to identify what are the current practices in the Member 
States has been identified: for what reasons the diseases to be screened are selected, how the decisions to 
expand the list of diseases are taken, what are the technologies used and what organisation is in place to 
ensure comprehensive screening of all newborns and to evaluate the performance of the programmes.  
The expected outcomes of the evaluation are: 

• An extensive report on the practices of NBS for rare disorders implemented in all the Member States 
including number of centres, estimation of the number of infants screened and the number of 
disorders included in the NBS as well as reasons for the selection of these disorders. 

• Identification of types of medical management and follow-up implemented in the Member States. 
• Establishment of a network of experts analysing the information and formulating a final opinion 

containing recommendations on best practices and recommending a core panel of NBS conditions that 
could be included in all MS practices; 

• Developing a decision-making matrix that could be used by Member States programs to systematically 
expand (or contract) screening mandates. 

This call was awarded to the Istituto Superiore di Sanità in Italy. 
 
 
 
 
 
 
 

73 http://ec.europa.eu/eahc/index.html  
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Aa.2.2b Indirect actions in 2009 
 
Aa.2.2b.1 Draft Cross-border Healthcare Directive 
The European Parliament adopted a draft directive on 23 April 2009 that facilitates cross-border healthcare in 
the European Union. The proposal, approved by a majority of 297 votes (120 votes against and 152 
abstentions), aims to eliminate obstacles hindering patients from seeking treatment in another Member State. 
The proposed directive will also clarify patient rights to reimbursement for treatment obtained abroad. The 
proposed directive will have no impact on the rights of each Member State to determine which health benefits 
they will provide. Thus, if a particular treatment is not reimbursed in a patient’s home country, it will not be 
reimbursed if accessed in another Member State. Member States would be able to require prior authorisation 
for “hospital care” – a term that Parliamentarians prefer Member States to define, rather than the Commission 
- and reimbursement would match the amount that patients would receive in their home country. However, 
the Parliament amended the text for patients affected by rare diseases. Amendment 66 states that “patients 
affected by rare diseases should have the right to access healthcare in another Member State and to get 
reimbursement even if the treatment in question is not among the benefits provided for by the legislation of the 
Member State of affiliation”. Furthermore Amendment 88 stipulates that “Patients with rare diseases shall not 
be subject to prior authorisation”. Another amendment favourable to rare diseases is Amendment 102: 
Member States shall facilitate the development of the European reference networks of healthcare providers, in 
particular in the area of rare diseases Amendment 106 refers to the list of specific criteria and conditions that 
the European reference networks must fulfil, adding a list of rarer disease areas to be covered. 
 
Aa.2.2b.2 European Commission’s Alzheimer Communication  
The European Commission adopted in late July 2009 a Communication74 on a European initiative for Alzheimer 
disease and other dementias along with a proposal for a Council Recommendation75

 

 on measures to combat 
neurodegenerative diseases through joint programming of research activities. The Communication 
encompasses rare forms of dementia – which include frontotemporal dementia, Pick disease (lobar atrophy), 
Binswanger disease, and Lewy-Body dementia. The Communication makes reference to data from a project 
conducted by European Union patient platform Alzheimer Europe with the support of the European 
Commission that identified significant rare forms of dementia. The Communication encourages national and 
collaborative efforts in four key areas: prevention, the coordination of research across Europe, disseminating 
best practice for treatment and care, and the development of a common approach to ethical matters 
concerning the rights, autonomy, and dignity of people with dementia.  

Aa.2.2b.3 Reconfiguration of European Commission portfolios 
It was announced at the end of 2009 that DG Public Health and Consumers will be expanded to take 
responsibility for pharmaceuticals, including the EMA. This change is in line with the political organisation of 
Member States, where policy for medicinal products is the responsibility of the country’s health department.  
 
 
 

Aa.2.3 Developments foreseen in 2010 
 
 
 

Aa.2.3a Direct initiatives 
 
A.2.3a.1 European Commission health work plan for 2010  

The European Commission on 18 December 2009 adopted the Work Plan for 2010 implementing the second 
programme of Community action in the field of health (2008-2013) which will continue the support to rare 
disease projects and networks. Amongst the rare disease initiatives earmarked for funding are two proposals 
for Joint Actions that contribute to the implementation of some relevant aspects of the Commission 
Communication on Rare Diseases: Europe’s challenges: 1) a technical action to support the development of the 

74 http://ec.europa.eu/health/ph_information/dissemination/documents/com2009_380_en.pdf  
75 http://ec.europa.eu/health/ph_information/dissemination/documents/rec2009_379_en.pdf  
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Orphanet database on rare diseases and orphan drugs which is run by a large consortium of European partners 
and which is the most important rare diseases database in the world: in order to implement the establishment 
of a dynamic EU inventory of rare diseases it will be necessary to further develop the database, and 2) a 
technical action to support the European Surveillance on Congenital Anomalies (EUROCAT) network which is 
run by a large consortium of European partners in order to create a sustainable prevalence data system for 95 
congenital anomaly subgroups which are to be updated annually. In order to improve procedures to access 
orphan medicinal products a call for tender concerning the creation of a mechanism for the exchange of 
knowledge between Member States and European authorities on the scientific assessment of the clinical added 
value for orphan medicines will be also launched.  

 

 

 

Aa.3 DIRECTORATE GENERAL (DG) RESEARCH 
 
 
Aa.3.1 Fifth and Sixth Framework Programmes for research, technological 
development and demonstration activities 
 
Research on rare diseases has been supported for more than twenty years through past Framework 
Programmes for research, technological development and demonstration activities.  

During the Fifth Framework Programme (FP5: 1998-2002) the thematic programme “Improving the 
quality of life and management of living resources” included, amongst other topics, fundamental and clinical 
research in the field of rare diseases. Support was provided for multinational research into rare diseases, 
applying advances in modern technology to diagnosis, treatment, prevention and surveillance through 
epidemiology. 47 projects were funded for about €64 million in total.  

Under the subsequent Sixth Framework Programme (FP6: 2002–2006), one of the seven thematic 
areas supported projects with a focus on “Life sciences, genomics and biotechnology for health”. This thematic 
area stimulated and sustained multidisciplinary research to exploit the full potential of genome information to 
underpin applications to human health. In the field of applications, the emphasis was on research aimed at 
bringing basic knowledge through to the application stage (translational approach), to allow real, consistent 
and coordinated medical progress at European level and to improve the quality of life. This thematic area was 
twofold, one of the aspects being the fight against major diseases, including rare diseases. FP6 saw a significant 
increase in the funding for rare disease projects: around €230 million for a total of 59 projects, also including an 
ERA-Net project (E-Rare). Overall this allowed for the mobilisation of researchers to tackle the fragmentation of 
research and the production of new knowledge, but also a better coordination of research at EU level, and the 
fostering of the dialogue with all stakeholders, including patients.  

Examples of FP6 projects76 include EuroWilson, TREAT-NMD, OrphanPlatform and E-Rare. The FP6 
ERA-Net for research programmes on rare diseases (E-Rare, financed for 4 years from 2006-2010)77 is a 
network of ten partners responsible for the development and management of national/regional research 
programmes on rare diseases. This project helps develop synergies among the national and/or regional 
research programmes of the participating countries, to establish a common research policy on rare diseases 
and to coordinate their national/regional research programmes, notably through the setting up of joint 
strategic activities and transnational calls for proposals. A first transnational call for proposals was launched by 
E-Rare in 200778

 

: six E-Rare partners (France, Germany, Italy, Israel, Spain and Turkey) participated in the call 
and 13 projects were selected for funding. 

 
 

76 http://cordis.europa.eu/lifescihealth/major/rare-diseases-projects-1.htm  
77 http://www.e-rare.eu/  
78 http://www.e-rare.eu/Announcements/1st-Joint-Call.html  
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ANNEX 1 : SELECTED BIBLIOGRAPHY 

 
 
1] EUROPEAN DOCUMENTS AND WEBSITES1

 
 

 
a) Directives, Regulations, Council Decisions and Council Recommendations 
 

 Regulation (EC) N°141/2000 of the European Parliament and of the Council of 16 December 1999 on 
orphan medicinal products 
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:L:2000:018:0001:0005:en:PDF  
 

 Directive 2001/20/EC of the European Parliament and of the Council of 4 April 2001 on the 
approximation of the laws, regulations and administrative provisions of the Member States relating to 
the implementation of good clinical practice in the conduct of clinical trials on medicinal products for 
human use (Clinical Trials Directive) 
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:L:2001:121:0034:0044:en:PDF 
 

 Commission Directive 2005/28/EC of 8 April 2005 laying down principles and detailed guidelines for 
good clinical practice as regards investigational medicinal products for human use, as well as the 
requirements for authorisation of the manufacturing or importation of such products (Good Clinical 
Practice Directive) 
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:L:2005:091:0013:0019:en:PDF  

 
 Directive 2001/83/EC of the European Parliament and of the Council of 6 November 2001 on the 

Community code relating to medicinal products for human use 
http://ec.europa.eu/health/files/eudralex/vol-
1/dir_2001_83_cons/dir2001_83_cons_20081230_en.pdf  
 

 Regulation on advanced therapies (Regulation (EC) 1394/2007) 
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:L:2007:324:0121:0137:en:PDF  
 

 Regulation on medicinal products for paediatric use (Regulation (EC) N° 1901/2006) 
 http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:L:2006:378:0001:0019:en:PDF  
 

 EMEA Public Statement on Fee Reductions for Designated Orphan Medicinal Products 
http://www.ema.europa.eu/docs/en_GB/document_library/Public_statement/2009/09/WC50000387
6.pdf 

 
 Communication from the Commission on Rare Diseases: Europe’s Challenge 

http://ec.europa.eu/health/ph_threats/non_com/docs/rare_com_en.pdf 
 

 Council Recommendation on an action in the field of rare diseases (June 8th 2009) 
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:C:2009:151:0007:0010:EN:PDF 

 
 Summary of the Impact Assessment Accompanying the Communication on Rare Diseases: Europe's 

challenges 
http://ec.europa.eu/health/ph_threats/non_com/docs/impact_assessment_exs_en.pdf 

1 All websites and documents were accessed between September and November 2009 when no specific access 
date is given. 
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http://ec.europa.eu/enterprise/pharmaceuticals/eudralex/vol-1/reg_2000_141/reg_2000_141_en.pdf
http://www.wctn.org.uk/downloads/EU_Directive/Directive.pdf
http://ec.europa.eu/enterprise/pharmaceuticals/eudralex/vol1_en.htm#dir200528
http://ec.europa.eu/enterprise/pharmaceuticals/eudralex/vol1_en.htm#dir200183
http://ec.europa.eu/enterprise/pharmaceuticals/eudralex/vol1_en.htm#ec13942007
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:L:2006:378:0001:0019:en:PDF
http://www.emea.europa.eu/pdfs/human/comp/1589309en.pdf
http://www.emea.europa.eu/pdfs/human/comp/6320009en.pdf
http://ec.europa.eu/health/ph_threats/non_com/docs/rare_com_en.pdf
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:C:2009:151:0007:0010:EN:PDF
http://ec.europa.eu/health/ph_threats/non_com/docs/impact_assessment_exs_en.pdf


 Commission Decision of 30 November 2009 establishing a European Union Committee of Experts on 
Rare Diseases (2009/872/EC) 
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:L:2009:315:0018:0021:EN:PDF 
 
 

b) Reports 
 
DG Enterprise and Industry & EMEA 

 Inventory of Community and Member States' incentive measures to aid the research, marketing, 
development and availability of orphan medicinal products (2005 revision) 
http://ec.europa.eu/health/files/orphanmp/doc/inventory_2006_08_en.pdf  
 (Accessed 4 May 2009) 

 
 European Medicines Agency Annual Report for 2008 

http://www.ema.europa.eu/docs/en_GB/document_library/Annual_report/2009/12/WC500016589.p
df  
http://www.ema.europa.eu/docs/en_GB/document_library/Annual_report/2009/12/WC500016564.p
df  

 (Accessed 19 October 2009) 
 

 Final Conclusions and Recommendations of the High Level Pharmaceutical Forum (2nd October 2008) 
http://ec.europa.eu/pharmaforum/docs/final_conclusions_en.pdf 
(Accessed 19 October 2009) 
 

 Recommendation on elements required to support the medical plausibility and the assumption of 
significant benefit for an orphan designation (EMEA/COMP/15893/2009) 
http://www.emea.europa.eu/pdfs/human/comp/1589309en.pdf 
http://www.orphandrugexperts.com/downloads/COMP%20paper%20on%20medical%20plausability.p
df 
 
 

DG Health and Consumers 
 RDTF Report – Overview of Current Centres of Reference on rare diseases in the EU  - 12 September 

2005 
 http://www.orpha.net/testor/doc/rdtf/wg/ECRFinalReport.pdf 
 

 RDTF Report: Centres of Reference for Rare Diseases in Europe – State-of-the-art in 2006 and 
Recommendations of the Rare Diseases Task Force – 1 September  2006 
http://www.orpha.net/testor/doc/RDTF_anna/WG/StandardsofCare/reports/RDTFContributiontoEC0
6FINALVERSION.pdf     
 

 RDTF Report – Assessing the European Added-Value of European Reference Networks –  11 March 
2008 

 http://www.orpha.net/actor/EuropaNews/2008/doc/CE.pdf 
 

 RDTF Report: Health Indicators for Rare Diseases: State of the art and future directions – June 2008 
http://www.orpha.net/testor/doc/FinalReportRDTFHI_Sept08.pdf  

 
DG Research  

 Final Report – Impact on clinical research of European legislation 
http://www.efgcp.be/downloads/icrel_docs/Final_report_ICREL.pdf 

 (Accessed 19 October 2009) 
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http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:L:2009:315:0018:0021:EN:PDF
http://ec.europa.eu/enterprise/pharmaceuticals/orphanmp/doc/inventory_2006_08.pdf
http://www.emea.europa.eu/htms/general/direct/ar.htm
http://www.emea.europa.eu/pdfs/general/direct/emeaar/SummaryAnnualReport2008.pdf
http://ec.europa.eu/pharmaforum/docs/final_conclusions_en.pdf
http://www.orpha.net/testor/doc/rdtf/wg/ECRFinalReport.pdf
ttp://www.orpha.net/testor/doc/RDTF_anna/WG/StandardsofCare/reports/RDTFContributiontoEC06F
ttp://www.orpha.net/testor/doc/RDTF_anna/WG/StandardsofCare/reports/RDTFContributiontoEC06F
http://www.orpha.net/actor/EuropaNews/2008/doc/CE.pdf
http://www.orpha.net/testor/doc/FinalReportRDTFHI_Sept08.pdf
http://www.efgcp.be/downloads/icrel_docs/Final_report_ICREL.pdf
http://www.orpha.net/testor/cgi-bin/OTmain.php?PHPSESSID=43c50b5eec72a9b89f68faad7a33b30d&UserCell=workingGroup
http://www.orpha.net/testor/cgi-bin/OTmain.php?PHPSESSID=43c50b5eec72a9b89f68faad7a33b30d&UserCell=workingGroup
http://ec.europa.eu/health/ph_programme/pgm2008_2013_en.htm
http://eur-lex.europa.eu/pri/en/oj/dat/1999/l_155/l_15519990622en00010005.pdf
http://cordis.europa.eu/lifescihealth/major/rare-diseases-projects-1.htm


c) Work Programmes 
 

 EU Public Health Programme 2003-2008 
http://www.orpha.net/testor/cgi-
bin/OTmain.php?PHPSESSID=43c50b5eec72a9b89f68faad7a33b30d&UserCell=workingGroup 

 
 The Second Programme of Community Action in the Field of Health 2008-2013 

http://ec.europa.eu/health/ph_programme/pgm2008_2013_en.htm 
http://eur-lex.europa.eu/pri/en/oj/dat/1999/l_155/l_15519990622en00010005.pdf 

 
 DG Research: FP6 Projects 

http://cordis.europa.eu/lifescihealth/major/rare-diseases-projects-1.htm 
 

 DG Research: FP7 Themes 
ftp://ftp.cordis.europa.eu/pub/fp7/docs/wp/cooperation/health/a_wp_201001_en.pdf 
 

 EMEA Work Programme 2009 
http://www.ema.europa.eu/docs/en_GB/document_library/Work_programme/2010/01/WC5000466
86.pdf  

 
d) Main European Institutional Websites 
 
DG Enterprise and Industry 

 DG Enterprise and Industry: Orphan Medicinal Products website 
 http://ec.europa.eu/enterprise/pharmaceuticals/orphanmp/orphan_en.htm 
 (Accessed October 2009) 
 

 EMEA COMP website 
 http://www.emea.europa.eu/htms/general/contacts/COMP/COMP.html 
 (Accessed October 2009) 
 

 Eudra-CT (European Clinical Trials Database) 
https://eudract.emea.europa.eu/  
(Accessed October 2009) 

 
DG Health and Consumers 

 Rare Diseases information on the DG Health and Consumers website  
http://ec.europa.eu/health/ph_threats/non_com/rare_diseases_en.htm 
(Accessed May – October 2009) 
 

 DG Health and Consumers webpage on High Level Group on Health Services and Medical Care 
http://ec.europa.eu/health/ph_overview/co_operation/mobility/high_level_hsmc_en.htm 
(Accessed September 2009) 
 

 DG Health and Consumers list of public health initiatives and other institutions responsible for rare 
diseases 
http://ec.europa.eu/health/ph_threats/non_com/rare_9_en.htm 
 

 European Committee of Experts on Rare Diseases 
 www.eucerd.eu  
  

 Site of the former Rare Disease Task Force 
 www.rdtf.org  
 

 Archives of OrphaNews Europe 
 http://www.orpha.net/actor/cgi-bin/OAhome.php?Ltr=EuropaNews 
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ftp://ftp.cordis.europa.eu/pub/fp7/docs/wp/cooperation/health/a_wp_201001_en.pdf
http://www.emea.europa.eu/pdfs/general/direct/emeawp/EMEA_Work_Programme_2009_full.pdf
http://ec.europa.eu/enterprise/pharmaceuticals/orphanmp/orphan_en.htm
http://www.emea.europa.eu/htms/general/contacts/COMP/COMP.html
https://eudract.emea.europa.eu/
http://ec.europa.eu/health/ph_threats/non_com/rare_diseases_en.htm
http://ec.europa.eu/health/ph_overview/co_operation/mobility/high_level_hsmc_en.htm
http://ec.europa.eu/health/ph_threats/non_com/rare_9_en.htm
http://www.eucerd.eu/
http://www.rdtf.org/
http://www.orpha.net/actor/cgi-bin/OAhome.php?Ltr=EuropaNews
http://www.orpha.net/actor/cgi-bin/OAhome.php
http://cordis.europa.eu/home_fr.html
http://www.orpha.net/


 Archives of OrphaNews France 
http://www.orpha.net/actor/cgi-bin/OAhome.php 

 
DG Research 

 CORDIS: the gateway to European Research and development website 
 http://cordis.europa.eu/home_fr.html 
 (Accessed September – October 2009) 
 
 
e) Other Europe-wide Websites and Documents 
 
Orphanet 

 Orphanet website  
www.orpha.net 

 
 Orphanet Report Series: Prevalence of reported number of published cases listed by alphabetical 

order by disease 
http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence_of_rare_diseases_by_alphabetical_list
.pdf 
 

 Orphanet Report Series: Prevalence by decreasing prevalence or number of published cases 
http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence_of_rare_diseases_by_decreasing_prev
alence_or_cases.pdf 
 

 Orphanet Report Series: Patient registries in Europe 
http://www.orpha.net/orphacom/cahiers/docs/GB/Registries.pdf  
 

 Orphanet Report Series: List of orphan drugs in Europe 
http://www.orpha.net/orphacom/cahiers/docs/GB/list_of_orphan_drugs_in_europe.pdf  

 
Eurordis 
 

 Eurordis 
 www.eurordis.org  
 

 The Voice of 12,000 Patients: Experiences & Expectations of Rare Disease Patients on Diagnosis & Care 
in Europe   
http://www.eurordis.org/article.php3?id_article=1960 
 

 Rare Diseases: Understanding this Public Health Priority” (November 2005) 
 http://www.eurordis.org/IMG/pdf/princeps_document-EN.pdf 
 

 Results of the 4th Eurordis Survey on Orphan Drug Availability in Europe (2007)  
http://www.eurordis.org/IMG/pdf/2007ODsurvey-eurordis.pdf 

 
 Rare Diseases Patient Solidarity Project 

 www.rapsodyonline.eu  
 
Rarelink (Nordic Rare Disease Resource – Norwegian, Swedish, Finnish, Danish and English) 
 
 www.rarelink.eu 
 
Office of Health Economics 
 

 Access Mechanisms for Orphan Drugs: A Comparative Study of Selected European Countries (2009) 
(OHE Research Briefing No. 52 October 2009) 
http://www.ohe.org/page/publications/publication.cfm?catid=35&archive=0&itemid=661 
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http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence_of_rare_diseases_by_alphabetical_list.pdf
http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence_of_rare_diseases_by_alphabetical_list.pdf
http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence_of_rare_diseases_by_decreasing_prevalence_or_cases.pdf
http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence_of_rare_diseases_by_decreasing_prevalence_or_cases.pdf
http://www.orpha.net/orphacom/cahiers/docs/GB/Registries.pdf
http://www.orpha.net/orphacom/cahiers/docs/GB/list_of_orphan_drugs_in_europe.pdf
http://www.eurordis.org/
http://www.eurordis.org/article.php3?id_article=1960
http://www.eurordis.org/IMG/pdf/princeps_document-EN.pdf
http://www.eurordis.org/IMG/pdf/2007ODsurvey-eurordis.pdf
http://www.rapsodyonline.eu/
http://www.rarelink.eu/
http://www.ohe.org/page/publications/publication.cfm?catid=35&archive=0&itemid=661
http://www.kce.fgov.be/index_fr.aspx?SGREF=3460&CREF=13646


 
2] NATIONAL DOCUMENTS AND WEB BASED SOURCES 
 
Austria 

 No additional reported sources. 
 
Belgium  
 KCE 112B «Politiques relatives aux maladies orphelines et aux médicaments orphelins, 2009» (Report 

of the Belgian Federal Centre of Healthcare Expertise) 
http://www.kce.fgov.be/index_fr.aspx?SGREF=3460&CREF=13646 
 

 Website of RaDiOrg.be 
www.radiorg.be 

 
Bulgaria 

 National Plan for Rare Diseases 2009-2013 (Genetic, congenital malformation and nonhereditary 
disease) 
http://www.raredis.org/pub/events/NPRD.pdf 

 Website of the Information Centre for Rare Diseases and Orphan Drugs 
http://www.raredis.org/  

 
Croatia 
 Croatian Society for Rare Diseases 

http://www.idizajn.hr/hlz/linkovi.html 
 Croatian Society of Patients with Rare Diseases 

http://www.rijetke-bolesti.hr/ 
 
Cyprus 

 Gene Net Cyprus 
 http://www.genenet.org.cy/  
 
Czech Republic 

 Ministry of Health  
www.mzcr.cz 

 Czech National Strategy 
www.vzacnenemoci.cz 

 Neonatal screening website 
http://novorozenecky-screening.cz/ 
 

Denmark 
 Danish Centre for Rare Diseases and Disabilities 

 http://www.csh.dk/ 
 Rare Diseases Research in Denmark: Barriers and Prospects (2004 report) 

http://www.sjaeldnediagnoser.dk/documents/00105.pdf  
 Rare Disorders Denmark 

 http://www.sjaeldnediagnoser.dk/?lang=uk  
 
Estonia 

 Estonian Agrenska Foundation 
 http://www.agrenska.ee/?setlang=15  
 
Finland 

 Vaestoliitto 
http://www.vaestoliitto.fi/in_english/genetics/rare_diseases/ 

 Harvinaiset  
http://www.harvinaiset.fi/ 
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http://www.radiorg.be/
http://www.raredis.org/pub/events/NPRD.pdf
http://www.raredis.org/modules/news/
http://www.idizajn.hr/hlz/linkovi.html
http://www.rijetke-bolesti.hr/
http://www.genenet.org.cy/
http://www.mzcr.cz/
http://www.vzacnenemoci.cz/
http://novorozenecky-screening.cz/
http://www.csh.dk/
http://www.sjaeldnediagnoser.dk/documents/00105.pdf
http://www.sjaeldnediagnoser.dk/?lang=uk
http://www.agrenska.ee/?setlang=15
http://www.vaestoliitto.fi/in_english/genetics/rare_diseases/
http://www.harvinaiset.fi/
http://www.orpha.net/actor/EuropaNews/2006/doc/French_National_Plan.pdf
http://www.sante-sports.gouv.fr/les-maladies-rares.html
http://www.plateforme-maladiesrares.org/
http://www.alliance-maladies-rares.org/


 
France 

 French National Plan for Rare Diseases 2005-2008 (Ensuring equity in the access to diagnosis, 
treatment and provision of care) 

 http://www.orpha.net/actor/EuropaNews/2006/doc/French_National_Plan.pdf 
 French Health Ministry Dossier on Rare Diseases 

http://www.sante-sports.gouv.fr/les-maladies-rares.html 
 Plateforme Maladies Rares 

http://www.plateforme-maladiesrares.org/ 
 Alliance Maladies Rares 

http://www.alliance-maladies-rares.org/ 
 AFM Téléthon 

http://www.afm-telethon.fr/ 
 

Germany 
 Maßnahmen zur Verbesserung der gesundheitlichen Situation von Menschen mit Seltenen 

Erkrankungen in Deutschland (Strategies for improving the health care situation of patients with rare 
disease in Germany) 
http://www.bmg.bund.de/cln_169/SharedDocs/Publikationen/DE/Forschungsberichte/seltene-
erkrankungen,templateId=raw,property=publicationFile.pdf/seltene-erkrankungen.pdf 

 BMG - German Federal Minstry of Health 
 www.bmg.bund.de  

 Rare Diseases – The Networks (BMBF) 
http://www.gesundheitsforschung-bmbf.de/en/131.php 

 German Institute of Medical Documentation 
http://www.dimdi.de/static/en/index.html 

 German Clinical Trials Register 
http://www.germanctr.de/ 

 BMBF 
http://www.bmbf.de/ 

 ACHSE 
http://www.achse-online.de/ 

 
Greece 

 Greek National Plan for Rare Diseases (2008-2012) 
http://www.ygeianet.gov.gr/HealthMapUploads/Files/SPANIES_PATHISEIS_TELIKO_LOW.pdf 

 Greek Alliance for Rare Diseases – PESPA 
http://www.pespa.gr/en/pespa_en.htm 
 

Hungary 
 National Surveillance Centre for Congenital Anomalies and Rare Diseases 

http://www.oszmk.hu/index.php?p=11 
 HUFERDIS 

www.rirosz.hu 
 

Ireland 
 IPPOSI Information Document on Rare Diseases (19/02/09) 

 http://www.ipposi.ie/index.php/information-centre/rare-diseases  
 Genetic and Rare Diseases Organisation – GRDO 

http://www.grdo.ie/ 
 Medical Research Charities Group 

http://www.mrcg.ie/ 
 National Centre for Medical Genetics 

 www.genetics.ie  
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http://www.afm-telethon.fr/
http://www.bmg.bund.de/cln_169/SharedDocs/Publikationen/DE/Forschungsberichte/seltene-erkrankungen,templateId=raw,property=publicationFile.pdf/seltene-erkrankungen.pdf
http://www.bmg.bund.de/cln_169/SharedDocs/Publikationen/DE/Forschungsberichte/seltene-erkrankungen,templateId=raw,property=publicationFile.pdf/seltene-erkrankungen.pdf
http://www.bmg.bund.de/
http://www.gesundheitsforschung-bmbf.de/en/131.php
http://www.dimdi.de/static/en/index.html
http://www.germanctr.de/
http://www.bmbf.de/
http://www.achse-online.de/
http://www.ygeianet.gov.gr/HealthMapUploads/Files/SPANIES_PATHISEIS_TELIKO_LOW.pdf
http://www.pespa.gr/en/pespa_en.htm
http://www.oszmk.hu/index.php?p=11
http://www.rirosz.hu/
http://www.ipposi.ie/index.php/information-centre/rare-diseases
http://www.grdo.ie/
http://www.mrcg.ie/
http://www.genetics.ie/
http://www.iss.it/cnmr/
http://www.iss.it/cnmr
http://www.iss.it/cnmr/
http://www.ministerosalute.it/malattieRare/malattieRare.jsp
http://www.salute.gov.it/bandi/documenti/Bando_malattie_rare.pdf


Italy 
 National Centre Rare Diseases - Istituto Superiore di Sanità 

www.iss.it/cnmr/ 

 National Registry for Rare Diseases 

 National Register of Orphan Drugs 
www.iss.it/cnmr  

 Italian Ministry of Health – Rare Diseases Information 
www.iss.it/cnmr/    

http://www.ministerosalute.it/malattieRare/malattieRare.jsp 
 Italian Ministry of Health – Rare Disease Research Programme 2008  

http://www.salute.gov.it/bandi/documenti/Bando_malattie_rare.pdf  
 Rete Nazionale Malattie Rare 

http://www.ministerosalute.it/malattieRare/paginaInternaMalattieRare.jsp?id=707&menu=rete&ling
ua=italiano  
http://www.iss.it/ccmr/  

 UNIAMO 
 http://www.uniamo.org/ 

 Consulta Nazionale Malattie Rare 
http://www.consultanazionalemalattierare.it/ 

 Telethon 
http://www.telethon.it/Pagine/Home.aspx 
 

Latvia 
 Latvian Rare Disease Organisation - Caladrius 

www.caladrius.lv  
 
Lithuania 

 No additional reported sources. 
 
Luxembourg 

 Groupe de travail maladies rares 
http://www.maladiesrares.lu/start.html 

 ALAN 
http://www.alan.lu/ 
 

Malta 
 No additional reported sources. 

 
Netherlands 

 Dutch Organisation for Health Research and Development (ZonMw) 
http://www.zonmw.nl/en/ 

 National Genetic Resource and Information Centre 
 http://www.erfocentrum.nl 

 Steering Committee on Orphan Drugs Netherlands 
 www.orphandrugs.nl 

 Forum Biotechnologie en Genetica 
http://www.forumbg.nl/documenten 

 Farmanco – List of Orphan Drugs registered in the European Union (in Dutch) 
http://www.farmanco.knmp.nl/weesgeneesmiddelen 

 VSOP 
http://www.vsop.nl/ 

 Rare Disease Day 
www.zeldzameziektendag.nl 
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http://www.ministerosalute.it/malattieRare/paginaInternaMalattieRare.jsp?id=707&menu=rete&lingua=italiano
http://www.iss.it/ccmr/
http://www.uniamo.org/
http://www.consultanazionalemalattierare.it/
http://www.telethon.it/Pagine/Home.aspx
http://www.caladrius.lv/
http://www.maladiesrares.lu/start.html
http://www.alan.lu/
http://www.zonmw.nl/en/
http://www.erfocentrum.nl/
http://www.orphandrugs.nl/
http://www.forumbg.nl/documenten
http://www.farmanco.knmp.nl/weesgeneesmiddelen
http://www.vsop.nl/
http://www.zeldzameziektendag.nl/
http://www.helsedirektoratet.no/sjelden
http://www.sjeldnediagnoser.no/
http://www.frambu.no/


Norway 
 A Rare Guide: Information on the Norwegian programme for persons with rare conditions (produced 

by the National Directorate for Health and Social Affairs). 
 Rare Disorders in Norway: How users experience the health services (report produced by SINTEF 

December 2008) 
 National Directorate for Health and Social Affairs 

http://www.helsedirektoratet.no/sjelden 
 Resource Centre for Rare Diseases – SSD 

http://www.sjeldnediagnoser.no/  
 Frambu Centre for Rare Diseases 

http://www.frambu.no/ 
 
Poland 

 National Forum on the Treatment of Orphan Diseases 
http://www.rzadkiechoroby.pl/ 

 
Portugal 

 Programa nacional para doenças raras: Portuguese National Plan for Rare Diseases  
       http://ec.europa.eu/health/ph_threats/non_com/docs/portugal.pdf  

 FEDRA - Portuguese Rare Disease Alliance 
 http://www.fedra.pt/  
 
Romania 

 RONARD - Romanian National Alliance for Rare Diseases 
http://www.bolirareromania.ro/ 

 
Slovakia 

 No additional reported sources. 
 
Slovenia 

 No additional reported sources. 
 
Spain 

 Estrategia en Enfermedades Raras del Sistema Nacional de Salud (National Strategy for Rare Diseases) 
 http://ec.europa.eu/health/ph_threats/non_com/docs/rare_strategy_spain_en.pdf  

 CISATER – Information Centre for Rare Diseases 
http://iier.isciii.es/er/html/er_noant.htm 

 IIER – Research Institute for Rare Diseases 
http://www.isciii.es/htdocs/index.jsp 

 REpIER – Spanish Network of Rare Diseases Research on Epidemiology 
 Information System on Rare Diseases in Spain 

http://iier.isciii.es/er/ 
 CIBERER – Biomedical Research Network on Rare Diseases 

http://www.ciberer.es/ 
 Advisory Committee on Rare Diseases Catalonia 

http://www.gencat.cat/salut/depsalut/html/ca/dir3420/doc32521.html  
 National-Provincial Atlas of Rare Diseases 

 http://ec.europa.eu/health/ph_threats/non_com/Atlas_Nacional_Provincial_ER_LD2_prot.pdf 
 Rare Diseases in Extramadura (2004 Report) 

http://ec.europa.eu/health/ph_threats/non_com/docs/rare_spain.pdf  
 FEDER – Spanish Rare Disease Alliance 

http://www.enfermedades-raras.org/ 
 
Sweden 

 Swedish Information Centre for Rare Diseases 
http://www.socialstyrelsen.se/en/rarediseases 
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http://www.rzadkiechoroby.pl/
http://ec.europa.eu/health/ph_threats/non_com/docs/portugal.pdf
http://www.fedra.pt/
http://www.bolirareromania.ro/
http://ec.europa.eu/health/ph_threats/non_com/docs/rare_strategy_spain_en.pdf
http://iier.isciii.es/er/html/er_noant.htm
http://www.isciii.es/htdocs/index.jsp
http://iier.isciii.es/er/
http://www.ciberer.es/
http://www.gencat.cat/salut/depsalut/html/ca/dir3420/doc32521.html
http://ec.europa.eu/health/ph_threats/non_com/Atlas_Nacional_Provincial_ER_LD2_prot.pdf
http://ec.europa.eu/health/ph_threats/non_com/docs/rare_spain.pdf
http://www.enfermedades-raras.org/
http://www.socialstyrelsen.se/en/rarediseases
http://www.agrenska.se/en/
http://www.kvalitetsregister.se/
http://www.sallsyntadiagnoser.se/
http://www.telethon.ch/
http://www.aemo.ch/index.php?page=news/afficher&idNew=22


 Agrenska  
 http://www.agrenska.se/en/  

 National Quality Register 
http://www.kvalitetsregister.se/  

 Rare Diseases Sweden 
http://www.sallsyntadiagnoser.se/ 
 

Switzerland 
 Swiss Telethon 

http://www.telethon.ch/ 
 Association Enfance et Maladies Orphelines  

http://www.aemo.ch/index.php?page=news/afficher&idNew=22  
 
Turkey 

 Turkey Health Transformation Program 
http://www.saglik.gov.tr/EN/BelgeGoster.aspx?17A16AE30572D313AAF6AA849816B2EF1DACD7356F
6C2568 

 
United Kingdom 

 National Commissioning Group 
 www.ncg.nhs.uk 

 Genetic Interest Group 
http://www.gig.org.uk/ 

 Rare Disease UK 
http://www.raredisease.org.uk/ 

 Contact A Family 
 http://www.cafamily.org.uk/index.php?section=861  

 
 
 
 
3] CONFERENCES AND EVENTS DOCUMENTS 
 
EPPOSI 

 Archive of workshop reports 
http://www.epposi.org/web/publications/_docs/publications/Documents.aspx 

 
European Conference on Rare Diseases 2007 

 ECRD 2007 Final Report 
http://www.rare-diseases.eu/2007/IMG/File/ECRD%202007%20report.pdf 

 
Rare Disease Day 

http://www.rarediseaseday.org 
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http://www.gig.org.uk/
http://www.raredisease.org.uk/
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http://www.epposi.org/web/publications/_docs/publications/Documents.aspx
http://www.rare-diseases.eu/2007/IMG/File/ECRD%202007%20report.pdf
http://www.rarediseaseday.org/


ANNEX 2: LIST OF CONTRIBUTIONS BY COUNTRY 

 

* Orphanet country coordinators and information scientists 

 ° Europlan questionnaire contributions 

 

Contributions by country: 

Austria 
Contributors: 
Till Voigtlander* and Christine Schragel* (Medical University of Vienna) 
 
Validated by:  
Helmut Hintner (EUCERD Representative Austria, University of Salzburg) 
 
Belgium 
Contributors:  
Jean-Jacques Cassiman*° and Elfriede Swinnen*° (Human Genetics Centre, KU Leuven) 
Herwig Jansen (Scientific Institute of Public Health) 
 
Validated by:  
Pol Gerits (EUCERD Representative Belgium, Directorate General for the Organisation of Health) 
 
Bulgaria 
Contributors:  
Rumen Stefanov*°  and Ralitza Jordanova*° (Bulgarian Association for Promotion of Education and Science 
BAPES – Information Centre for Rare Diseases and Orphan Drugs)  
Tsonka Miteva (Bulgarian Association for Promotion of Education and Science BAPES – Information Centre for 
Rare Diseases and Orphan Drugs) 
Vladimir Tomov (President of the National Alliance of People with Rare Diseases) 
 
Validated by: 
Radka Tincheva (EUCERD Representative Bulgaria, Chair of the National Advisory Council on Rare Diseases, 
University Paediatric Hospital Sofia) 
 
Croatia 
Contributors:  
Ana-Stavljenic-Rukavina* (Zagreb University School of Medicine) 
Ingeborg Barisic° (Children’s University Hospital Zagreb, Croatian Society for Rare Diseases, Croatian Medical 
Association)  
 
Validated by: 
Ivo Baric (EUCERD Representative Croatia, University Hospital Centre, Zagreb) 
 
Cyprus 
Contributors:  
Violetta Anastasiadou* and Turem Delikurt* (Archbishop Makarios III Medical Centre Clinical Genetics 
Department) 
 
Validated by: 
Violetta Anastasiadou (EUCERD Representative Cyprus, Ministry of Health – Medical Public Health Services) 
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Czech Republic 
Contributors:  
Milan Macek*° (University Hospital Motol and 2

nd
 School of Medicine – Charles University Prague) 

Katerina Kubackova (COMP Representative) 
 
Validated by: 
Milan Macek (EUCERD Representative Czech Republic, University Hospital Motol and 2

nd
 School of Medicine – 

Charles University Prague) 
 
Denmark 
Contributors:  
Karen Brondum-Nielsen* (John F Kennedy Institute) 
Lene Jensen (Rare Diseases Denmark) 
Marianne Jespersen° (National Board of Health)  
 
Validated by: Marianne Jespersen (EUCERD Representative Denmark, National Board of Health) 
 
Estonia 
Contributors:  
Andres Metspalu* and Merike Leego* (Tartu University) 
Vallo Tillman° (COMP Representative, University of Tartu) 
 
Validated by: 
Inna Vabamäe (EUCERD Representative Estonia, Ministry of Social Affairs) 
 
Finland 
Contributors:  
Riitta Salonen*° and Leena Toivanen*° (The Family Federation of Finland, Department of Medical Genetics) 

Veijo Saano (FIMEA) 
 
Validated by: 
Helena Kääriänen (EUCERD Representative Finland, National Institute of Health and Welfare, Helsinki) 
 
France 
Contributors:  
Ségolène Aymé* (INSERM, SC11 – Director of Orphanet) 
Florence Suzan (Institut national de veille sanitaire) 
Paul Landais (Necker Children’s Hospital) 
Jean Donadieu (Armand-Trousseau Children’s Hospital) 
Sophie Koutouzov (GIS Maladies Rares) 
Odile Kremp-Roussey° (Direction Générale de la Santé) 
Guillaume Le Henanff° (Direction de l’Hospitalisation et de l’Organisation des soins) 
 
Validated by: 
Gil Tchernia (EUCERD Representative France, Ministère de la santé et des sports)  
 
Germany  
Contributors:  
Manfred Stuhrmann-Spangenberg* and Kathrin Rommel* (Medizinische Hochschule Hannover) 
Ralph Schuster (PT-DLR) 
Georg F. Hoffmann (Department of Pediatrics, University of Heidelberg) 
Gabriele Dreier  
Daniela Eidt-Koch (First author of the study "Strategies for improving the health care situation of patients with 
rare disease in Germany”) 
Birgit Schnieders° (Federal Ministry of Health) 
Andreas Reimann (ACHSE) 
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Validated by: 
Birgit Schnieders and Véronique Héon-Klin (EUCERD Representative and EUCERD Alternate Representative 
Germany, Federal Ministry of Health)  
 
Greece 
Contributors:  
Michael Petersen* and Sofia Dougzou* (Institute of Child Health, Athens) 
Marianna Lambrou° and Jan Traeger-Synodinos (PESPA - Greek Alliance for Rare Diseases) 
 
Validated by: 
Chrysoula Botsi (EUCERD Representative Greece, National Disease Prevention and Control Centre)  
 
Hungary 
Contributors:  
Janos Sandor*° (University of Peczs, Institute of Applied Health Sciences, Department of Public Health) 
Gabor Pogany (HUFERDIS) 
 
Validated by: 
 Janos Sandor (EUCERD Representative Hungary,University of Pecs, Institute of Applied Health Sciences, 
Department of Public Health) 
 
Ireland 
Contributor:  
Andrew Green* (Our Lady’s Hospital for Sick Children, Dublin) 
 
Validated by:  
John Devlin (EUCERD Representative Ireland, Department of Health and Children) 
 
Italy 
Contributors:  
Bruno Dallapiccola* and Martina Di Giancinto* (IRCCS) 
Domenica Taruscio and Luciano Vittozzi (ISS, Europlan) 
Maria Elena Congiu° (Ministry of Labour, Health and Social Policies)  
Arrigo Schieppati° (Ist. Mario Negri)  
Renza Barbon Galluppi° (UNIAMO)  
 
Validated by: 
Bruno Dallapiccola (EUCERD Representative Italy, IRCCS) 
 
Latvia 
Contributors:  
Rita Lugovska* and Zita Krumina* (Medical Genetics Clinic of the Latvian State, Children’s University Hospital, 
Riga) 
Monta Forstmane and Anna Kluša° (Department of Health Care, Ministry of Health)  
Ieva Grinfelde (Medical Genetics Clinic of the Latvian State, Children’s University Hospital, Riga) 
Baiba Lace (Caladrius and Medical Genetics Clinic of the Latvian State, Children’s University Hospital, Riga) 
 
Validated by: 
Dzintra Dzonsa (EUCERD Representative Latvia, The Centre of Health Economics) 
 
Lithuania 
Contributors:  
Vaidutis Kucinskas* and Birute Tumiene* (Vilnius University) 

Odeta Vitkuniene° (Ministry of Health) 

 
Validated by: 
Jonas Bartlingas (EUCERD Representative Lithuania, Ministry of Health) 
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Luxembourg 
Contributor:  
Yolande Wagener* (Ministry of Health) 
 
Validated by: 
Yolande Wagener (EUCERD Representative Luxembourg, Ministry of Health) 
 
Malta 
Contributors:  
Isabella Borg° (Mater Dei Hospital, Department of Pathology, Genetics Unit) 
Miriam Dalmas° (Ministry for Social Policy) 
 
Validated by: 
Maria-Louise Borg (EUCERD Representative Malta, Ministry for Social Policy, Healthcare Services Division) 
 
Netherlands 
Contributors:  
Martina Cornel* (VU University Medical Centre) 
Gertjan Van Ommen* (Leiden University Medical Centre) 
Walter Devillé (NIVEL) 
Sonja Van Weely°, Jolanda Huizer°, Laura Fregonese°, Edvard Beem° (ZonWm - Steering Committee on Orphan 
Drugs) 
 
Validated by: 
Harry Seeverens (EUCERD Representative Netherlands, Ministry of Health, Welfare and Sport) 
 
Norway 
Contributors:  
Stein Are Aksnes* (Norweigan Directorate of Health) 
Elin Ostli, Bodil Stokke, Lisbeth Myhre (Norweigan Directorate of Health) 
 
Validated by: Stein Are Aksnes (EUCERD Representative Norway, Norweigan Directorate of Health) 
 
Poland 
Contributors:  
Jolanta Sykut-Cegielska* (Children’s Memorial Health Insitute, Warsaw) 
Miroslaw Zielinski (Polish National Forum on the Treatment of Rare Disorders) 
Jakub Adamski° (Ministry of Health)  
 
Validated by: 
Jakub Adamski (EUCERD Representative Poland, Ministry of Health) 
 
Portugal 
Contributors:  
Jorge Sequieros, Jorge Pinto Basto and Sandra Peixoto* (Institute for Molecular and Cell Biology, University of 
Porto) 
Luis Nunes° (Servicio Genetica medica, Hospital Dona Estafania; President, National Committee for Rare 
Diseases)  
 
Validated by: 
Luis Nunes (EUCERD Representative  Portugal, President of the CNDR) 
 
Romania 
Contributors:  
Mircea Covic*, Cristina Rusu* and Elena Braha* (University of Medicine and Pharmacy Iasi)  
Dorica Dan° (Romanian National Alliance for Rare Diseases)  
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Validated by: 
Ana Maria Vlădăreanu (EUCERD Representative Romania, Bucharest Emergency University Hospital) 
 
Slovakia 
Contributors:  
Ludovit Kadasi* and Lazlo Kovacs* (Institute of Molecular Physiology and Genetics, Bratislava) 
Jana Behunova° (University Childrens’ Hospital, Kosice)  
 
Validated by: 
Frantisek Cisarik (EUCERD Representative Slovakia, Expert of the Ministry of Health for Medical Genetics) 
 
Slovenia 
Contributors:  
Borut Peterlin* and Luca Lovrecic* (University Medical Centre Ljubljana) 
Mircha Poldrugovac° (Ministry of Health)  
 
Validated by: 
Robert Medved (EUCERD Representative Slovenia, Ministry of Health) 
 
Spain 

Contributors:  
Francesc Palau*, Ingrid Mendes and Monica Bescos  (CIBERER) 

Miguel del Campo* (Istituto de Salud Carlos III ISCIII) 

Manuel Posada (Istituto de Salud Carlos III ISCIII – Research Institute for Rare Diseases IIER) 

Antonia Ribes (Servicio de Bioquímica y Biología Molecular, Institut de Bioquímica Clínica, Servicio de 

Bioquímica y genética molecular, Hospital Clínic y Provincial de Barcelona, Barcelona ) 

FEDER° (Federación Espagnõla de Enfermedades Raras) 

National Strategy on Rare Diseases team, Ministry of Health and Social Policy, Quality Agency of the National 

Health System, Office of Health Planning and Quality:  Pablo Rivero-Corte°, Concha Colomer-Revuelta, Isabel 

Peña-Rey, Patricia Soria-Núñez and Beatriz Gómez-González  

 

Validated by:  
Conceptión Colomer Revuelta (EUCERD Representative Spain, Ministry of Health and Social Policy) 
 

Sweden 

Contributors:  
Désirée Gavhed* (Karolinska Institut) 

Kerstin Westermark° (Chair of the COMP, Medical Products Agency)  

Jonas Karnström° (National Board of Health and Welfare)  

Elisabeth Wallenius° (President of Rare Diseases Sweden)  

Karolina Antonov° (LIF)  

Karin Forsberg Nilsson° (Swedish Research Council)  

Christina Greek Winald (The Swedish Information Centre for Rare Diseases) 

 

Validated by: 
Jonas Karnström (Senior Advisor, Evaluation, Department of Statistics, Monitoring and Evaluation National 
Board of Health and Welfare) on the behalf of Michael Soop (EUCERD Representative Sweden, National Board 
of Health and Welfare) 
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Switzerland 

Contributors:  
Loredana D’Amato Sizonenko* (CMU Geneva) 

Matthias Baumgartner (University Children’s Hospital, University of Zurich)  

Andreas Huber (Kantonsspital, Aarau) 

Peter Miny (University Hospital, University of Basel) 

Mike Morris (Division of Medical Genetics, University Hospitals, Geneva)  

Cristina Benedetti (Secretary of the Expert Commission on Genetic Testing in Human, Federal Office of Public 

Health)  

 

Validated by: 
Sabina Gallati (EUCERD Representative Switzerland, University Hospital Inselspital, University of Bern) 
 

Turkey 

Contributors:  
Ugur Ozbek, Fatma Atalar and Tufan Acuner* (Istanbul University) 

Meral Ozguc° (Hacettepe School of Medicine, Ankara)  

Pelin Kilic° (Turkish Ministry of Health)  

 

United Kingdom 

Contributors:  
Dian Donnai and Idoia Gomez-Paramio* (University of Manchester) 

Edmund Jessop° (NHS Specialist Commissioning Group) 

Stephen Nutt (Rare Disease UK & the Genetic Interest Group) 

Anil Mehta (University of Aberdeen) 

Christine Lavery (MPS Society) 

 

Validated by: 

Edmund Jessop (EUCERD Representative UK, NHS Specialist Commissioning Group) 

 

 

Contributions by the European Commission : 
 

Directorate General Health and Consumers 

Antoni Montserrat (Policy Officer for Rare and Neurodevelopmental Diseases) 

Mirjam Söderholm (Pharmaceuticals Unit) 

 

Directorate General Research 

Catherine Berens (Scientific Officer on Rare Diseases) 

 

Directorate General Industry and Enterprise 
Aurélie Vandeputte (Desk Officer in Pharmaceuticals) 

European Medicines Agency 
Jordi Llinares-Garcia (Head of Scientific Advice and Orphan Drugs Sector) 
 
 
 
 
This report was compiled by Charlotte Rodwell (Scientific Secretariat of the former Rare Diseases Task 

Force/European Union Committee of Experts on Rare Diseases, INSERM SC11, France) 
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ANNEX 3 : LIST OF EUROPEAN RESEARCH 
PROJECTS 

 

 

The following annex is a list of European research projects on rare diseases, previously or 
currently funded by the European Commission (Directorate General for Health, Directorate 
General for Research – Framework Programmes 5, 6 and 7 for research, technological 
development and demonstration activities) and the ERA-Net for research on rare diseases (E-
Rare).  

A recapitulative table gives the total number of projects by country and by funding programme 
with indication of the number of projects for which the country is a coordinating and/or 
participating partner. 

Projects are presented by funding programme in alphabetical order by project name. The 
coordinating country is given, as is a list of the countries participating in the project. The 
diseases concerned by the project are also listed. 

This information was collected from the following websites: Directorate General Health and 
Consumersi, E-Rareii, CORDISiii

 

 (FP5, FP6, FP7 projects). 

i http://ec.europa.eu/health/rare_diseases/european_reference_networks/erf/index_en.htm  

ii http://www.e-rare.eu/   

iii http://cordis.europa.eu/home_fr.html  
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Countries Participating Coordination Participating Coordination Participating Coordination Participating Coordination Participating Coordination
AT 4 1 3 0 3 2 15 3 4 1

BE 8 0 0 0 3 0 28 4 7 2

BG 1 0 0 0 0 0 1 0 0 0

CY 3 0 0 0 0 0 2 0 1 0

CZ 7 0 0 0 1 0 13 0 3 0

DE 9 2 23 5 3 1 54 14 26 7

DK 6 0 0 0 3 0 21 6 3 0

EE 1 0 0 0 0 0 2 0 1 0

ES 9 1 12 1 2 0 26 3 8 1

FI 3 0 0 0 1 0 16 1 1 0

FR 9 4 24 9 4 0 44 13 22 9

GB 10 1 1 0 3 1 48 5 22 4

GR 5 0 2 1 0 0 10 0 1 0

HU 3 0 0 0 1 0 10 1 1 0

IE 4 0 0 0 0 0 11 0 2 0

IT 9 1 19 6 3 0 44 8 20 5

LT 2 0 0 0 0 0 1 0 0 0

LV 2 0 0 0 0 0 0 0 0 0

NL 7 1 9 1 0 0 34 6 15 2

PL 8 0 0 0 1 0 7 0 3 0

PT 5 0 1 0 2 0 10 0 2 0

RO 4 0 0 0 0 0 1 0 0 0

SE 7 0 0 0 3 1 29 3 12 1

SI 4 0 0 0 1 0 3 0 1 0

SK 1 0 0 0 0 0 2 0 0 0

CH 6 0 0 0 2 0 29 2 9 0

HR 0 0 0 0 0 0 2 0 0 0

IL 2 0 3 0 2 0 14 0 5 0

NO 6 0 0 0 2 0 8 0 4 1

RS 2 0 0 0 0 0 2 0 2 0

TR 3 0 5 0 0 0 4 0 1 0

others 18 0 5 0 2 0 44 0 23 1

TOTAL 168 11 107 23 42 5 535 69 199 34

Number of projects by country
DG SANCO  ERARE FP5 FP6 FP7
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Network acronym / title Participating countries Coordinating 
country

Concerned diseases

Dyscerne: a European network of centres of expertise for dysmorphology

BE, BG, CH, CY, CZ, DE, 
DK, ES, FI, FR, GB, GR, IE, 
IL, IT, LV, MK, NL, NO, PL, 
PT, RO, SE, SI, SK, TR

GB
Rare developmental defect during 
embryogenesis

ECORN‐CF ‐ European centres of reference network for cystic fibrosis BE, CZ, DE, GB, GR, LT, NL, 
PL, RO, SE

DE Cystic fibrosis

ENERCA: European network for rare and congenital anaemias
BE, CH, CY, DE, ES, FR, GB, 
GR, IT, NL, PL, PT, RO, RS, 

SE

ES Rare constitutional anemia

EPI: European Porphyria Initiative
BE, CH, CZ, DE, DK, FI, ES, 
FR, GB, HU, IE, IL, IT, NL, 

NO, PL, SE

FR Porphyria

EPNET: European network on centre of reference on porphyria
BE, CH, CZ, DE, FI, ES, FR, 
GB, HU, IE, IT, NL, NO, PL, 

SE

FR Porphyria

EURO HISTIO NET: study group on histiocytosis AT, ES, FR, GB, IT FR Langerhans cell histiocytosis
European network of paediatric Hodgkin's lymphoma ‐ European‐wide 
organisation of quality controlled treatment

AT, CZ, DE, DK, ES, FR, GB, 
IE, NO, PL, SE

DE Hodgkin lymphoma

Alternating hemiplegia of childhood

Childhood‐onset epilepsy syndrome

Congenital hypothalamic hamartoma 
syndrome
Infantile epilepsy syndrome

Narcolepsy without cataplexy

Narcolepsy‐cataplexy

Neonatal epilepsy syndrome

Sturge‐Weber syndrome

PAAIR: Patient's Association and Alpha‐1 International Registry network
AT, BE, CH, CZ, DE, DK, EE, 
ES, GB, IT, LT, LV, NL, PL, 

SE

NL Alpha‐1 antitrypsin deficiency

Combined deficiency of factor V and factor 
VIII
Congenital factor II deficiency

Congenital factor V deficiency

Congenital factor VII deficiency

Congenital factor X deficiency

Congenital factor XI deficiency

Congenital factor XIII deficiency

Congenital fibrinogen deficiency
Congenital vitamin K‐dependent coagulation 
factors deficiency
Familial palmoplantar keratoderma

Genetic ichthyosis

Hereditary epidermolysis bullosa

Neurofibromatosis type 1

Xeroderma pigmentosum

Network acronym / title Participating countries Coordinating 
country

Concerned diseases

CAV‐4‐MPS: understanding and treating neurodegeneration caused by 
mucopolysaccharidoses

DE, ES, FR ES Mucopolysaccharidosis

CRANIRARE: an integrated clinical and scientific approach for craniofacial 
malformations

DE, FR, TK DE Cranial malformation

CUREFXS: targeting Rho‐signalling, a new therapeutic avenue in fragile‐X 
syndrome

DE, ES, FR, IT, NL ES Fragile X syndrome

Autosomal dominant severe congenital 
neutropenia
Neutropenia cyclic

EMINA: European multidisciplinary initiative on neuroacanthocytosis AT, DE, FR, NL, TR DE Neuroacanthocytosis

EPINOSTICS: "autoimmune liver diseases" epitope peptide mapping ‐ The 
entry to novel and innovative diagnostic and therapeutic applications

DE, ES, FR, IS, IT, GR, UK DE Chronic autoimmune hepatitis

ERMION: European research project on Medelian inherited optic neuropathy DE, FR, IT FR Genetic optic neuropathy

EUPAPNET: European pulmonary alveolar proteinosis network: molecular 
determinants of causes, variability and outcome

DE, IT, NL IT Pulmonary alveolar proteinosis

EUROBNFS: Benign Familial Neonatal Seizures (BNFS) as a disease model for 
human idiopathic epilepsies: expansion of genotype‐phenotype correlations 
and insights into novel disease mechanisms

DE, ES, FR, IT IT Benign familial neonatal seizures

EURO‐CGD: genetics and pathogenesis of chrnoic granulomatous disease and 
development of new gene transfer therapeutic approaches

IT Chronic granulomatous disease

EUROGEBETA: European network on genetics, pathophysiology and 
translational research into rare pancreatic beta‐cell insufficiency dseases

ES, FR, IL, IT FR
Rare pancreatic beta cell insufficiency 
diseases

EURORETT: European network on Rett syndrome DE, ES, FR, IS, IT FR Rett syndrome

EUROSPA: European & Mediterranean network on spastic paraplegias DE, FR, IS, IT FR Familial spastic paraplegia

Alpha‐thalassemia

Beta‐thalassemia

DG Health and Consumers

E‐RARE

NEUROPED: European network of reference for rare paediatric neurological 
diseases

AT, BE, CZ, DE, DK, ES, FR, 
GB, IT, NL, NO, PT, SI

AT

RBDD: Rare Bleeding Disorders Database network

BE, BR, CH, CN, CO, DE, 
DK, EG, ES, FR, GB, GR, 

HU, IN, IQ, IR, IT, KW, NO, 
NZ, OM, PA, PE, PL, PT, 
RU, RS, SI, TH, TR, US, VE, 

VN

IT

TAG: TogetherAgainstGenodermatoses ‐ improving health care and social 
support for patients and family affected by severe genodermatoses

CY, FR, GR, IT, PT, RO, SI, 
TR

FR

ELA2‐CN: congenital neutropenia with ELA‐2 mutations (ELA2‐CN), 
identification of (epi)genetic co‐factors and molecular pathways underlying 
clinical heterogeneity

DE, IL, NL, TR DE

GETHERTHAL: improvements of vector techology and safety for the gene 
therapy of thalassemia

DE, FR, GR GR
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HAE III: genetics, pathophysiology, and therapy of hereditary angiodema type 
III

DE, FR, IT DE Hereditary angioedema type 3

Sideroblastic anemia

Microcytic anemia with liver iron overload

HSCR: International Hirschsprung disease consortium ES, FR, IT, HK, NL, US FR Hirschsprung disease

KINDLERNET: International Kindler syndrome network DE, FR, IT DE Kindler syndrome

MLC‐TEAM: megalencephalic leukoencephalopathy with subcortical cysts: 
from molecular basis to search for therapy

ES, NL ES Megalencephaly ‐ cystic leukodystrophy

MTMPATHIES: myotubularinopathies: common molecular mechanism and 
tissue specificity

FR, IT FR X‐linked centronuclear myopathy

NEMMYOP: functional characterisation of the nemaline myopathy in a murine 
model with the nebulin mutation: moving from basic understanding towards 
therapeutic interventions

DE, FR, NL FR Nemaline myopathy

NEUTRONET: inherited inhibition of inborn immunity: an integrated molecular 
genetic approach to discover novel human gene defects

AT, DE, FR, TR DE Rare genetic immune disease

NSEURONET: European network on Noonan syndrome and related disorders DE, FR, IT, NL IT
Noonan syndrome and Noonan‐related 
syndrome

OSTEOPETR: new genes and therapeutic approaches to osteopetrosis DE, FR, IT IT Osteopetrosis

Familial idiopathic steroid‐resistant 
nephrotic syndrome
Sporadic idiopathic steroid‐resistant 
nephrotic syndrome

REVERTANTEB: identification of revertant mosaicism in epidermolysis bullosa 
and subsequently using the revertant keratinocytes in a pre‐clinical mouse 
model suitable to test revertant cell therapy

DE, ES, NL NL Hereditary epidermolysis bullosa

spinocerebellar ataxia type 1

spinocerebellar ataxia type 2

spinocerebellar ataxia type 3

spinocerebellar ataxia type 6

Congenital stationary night blindness

Retinitis pigmentosa

WHIMPATH: understanding the WHIM syndrome and search for new 
therapies: molecular analysis of CXCR4 in leukocyte trafficking and activation

ES, FR, IT IT WHIM syndrome

Network acronym / title Participating countries Coordinating 
country

Concerned diseases

EMSA‐SG: the European Multiple System Atrophy study group AT, CN, DE, DK, ES, FR, 
GB, IL, IT, PT, SE, SI, US

AT Multiple system atrophy

ESDN: European Skeletal Dysplasia Network BE, CH, DE, FI, FR, GB GB Rare bone disease
EUROCRAN: European collaboration on craniofacial anomalies ‐ Eurocleft 
clinical network

DK, GB, NO, SE SE Facial cleft

SIOPEN‐R‐NET: International society of paediatric oncology European 
neuroblastoma research network

AT, BE, CH, CZ, DK, ES, FR, 
HU, IL, IT, NO, PL, PT, SE

AT Neuroblastoma

WHIPPLE'S DISEASE: European network on Tropheryma whipplei infection AT, BE, DE, FR, IT  DE Whipple disease

Network acronym / title Participating countries Coordinating 
country

Concerned diseases

ANTEPRION: development of a pre‐clinical blood test for prion diseases DE, ES, FR, GB, IL, NL, SE, 
SK

NL Transmissible spongiform encephalopathies

ANTIMAL: development of new drugs for the treatment of malaria
BE, BF, CH, DE, ES, FR, GA, 
GB, IT, KE, NL, UA, ZA, ZW

GB Malaria

Stiff‐man syndrome

Systemic autoimmune disease

Vasculitis

BIOMALPAR: biology and pathology of the malaria parasite
CH, CM, DE, FR, GB, GR, 
IN, IT, ML, NG, NL, SD, SE, 

UG

FR Malaria

BNE: BrainNet Europe II: European brain tissue bank ‐ Network for clinical 
neuroscience and basic research

AT, DE, ES, FI, FR, GB, GR, 
HU, IT, NL, SE

DE Rare neurologic disease

CILMALVAC: The tetrahymena system as an innovative approach to malaria 
antigene expression

DE, DK, GB DE Malaria

CLINIGENE: European network for the advancement of clinical gene transfer 
and therapy

AT, CH, CZ, DE, ES, FI, FR, 
GB, IL, IT, PT, SE, US

FR ‐

CONTICANET: Connective Tissue Cancers Network BE, DE, ES, FR, GB, IE, IT, 
NL, SI

FR Soft tissue sarcomas

CSI‐LTB: the role of chromosome stability in persistence, latency and 
reactivation of mycobacterium tuberculosis

CH, GB, IN, IT CH Tuberculosis

EMVDA: the European malaria vaccine development association CH, DE, DK, GB, NL, SE, TZ DK Malaria

ENRAH: European Network for Research on Alternating Hemiplegia in 
Childhood

AT, BE, CZ, DE, ES, FR, GB, 
IT, NL

AT Alternating hemiplegia of childhood

EUGINDAT: European genomics initiative on disorders of plasma membrane 
amino acid transporters

CH, DE, ES, FI, IL, IT ES Amino acid transport disease

Alpers syndrome

Kearns‐Sayre syndrome

DG Research FP5

DG Research FP6

HMA‐IRON: towards improved diagnosis and treatment of rare inherited 
microcytic hypochromic anemias related to iron metabolism

DE, ES, FR, IT FR

PODONET: consortium for clinical, genetic and experimental research into 
hereditary diseases of the podocyte

DE, FR, IT, TK DE

RISCA : Prospective study of individuals at risk for spinocerebellar ataxia type 
1, type 2, type 3 and type 6 (SCA1, SC2, SCA3, SCA6)

DE, ES, FR, IT DE

RHORCOD: comprehensive analysis of rod‐cone photoreceptor degeneration 
associated with Rhodopsin gene mutations

AT, DE, FR, IL, IT, PT FR

AUTOROME: from immune responses in rare autoimmune diseases to novel 
therapeutic intervention strategies‐a personalized medicine approach

CH, DE, FR, IE, IL, NL DE
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Leber hereditary optic neuropathy (LHON)

Leigh syndrome

MELAS syndrome

MERRF syndrome

Myoneurogastrointestinal encephalopathy 
syndrome (MNGIE)
NARP/MILS syndrome

Pearson syndrome

Progressive external ophthalmoplegia 
(CPEO)

EURAMY: systemic amyloidoses in Europe BE, DE, FR, GB, IT, NL, PT, 
SE

SE Amyloidosis

EURAPS: autoimmune polyendocrine syndrome type I ‐ a rare disorder of 
childhood as a model for autoimmunity

AU, CH, CN, DE, EE, FI, GB, 
IE, IT, NO, SE

SE Autoimmune polyendocrinopathy type 1

EUREGENE: European renal genome project BE, CH, DE, DK, FI, FR, GB, 
IT

DE Rare renal disease

EURHAVAC: European network for harmonisation of malaria vaccine 
development

‐ DK Malaria

EUROBONET: European bone tumors network BE, CH, DE, DK, ES, FI, GB, 
HU, IT, NL, NO, SE

NL Rare bone tumor

EUROCARE CF: European coordination action for research in cystic fibrosis BE, CZ, DE, FR, GB, IL, IT, 
NL, PL, PT, SE

GB Cystic fibrosis

EUROGENTEST: Network for test development, harmonization, validation and 
standardization

BE, CH, CZ, DE, EC, ES, FI, 
FR, GB, HU, IE, IT, ME, NL, 

PL, PT, RS, SE

BE ‐

EUROGLYCANET: European network on Congenital Disorders of Glycosylation
BE, BG, CH, CZ, DE, DK, ES,
FR, GB, GR, HR, IL, IT, NL, 

PL, PT

BE CDG syndrome

EURO‐IRON1: abnormal iron distribution in humans AT, DE, FR, GB, IL, IT FR rare hemochromatosis

Acute lymphoblastic leukemia

Acute myeloid leukemia

Chronic B‐cell lymphocytic leukemia

Chronic myeloproliferative disease

Myelodysplastic syndromes

EUROSCA: European integrated project on spinocerebellar ataxias BE, DE, ES, FR, GB, HU, IT, 
NL, PL

DE Autosomal dominant cerebellar ataxia

EUROWILSON: European network on Wilson disease AT, DE, FR, GB, HU, IT, NL, 
PL

GB Wilson disease

EVI‐GENORET: functional genomics of the retina in health and disease BE, CH, DE, ES, FR, GB, 
GR, IE, IT, NL, PT, SE

FR Genetic retinal dystrophy

FASTEST‐TB: Development and clinical evaluation of fast tests for tuberculosis 
diagnosis

BE, DE, IN, MX, NG, TR DE Tuberculosis

GENESKIN: European network on rare genetic skin diseases AT, BE, CH, DE, ES, FR, GB, 
HU, IE, IT, NL, SE

IT genetic skin diseases

HDLOMICS: functional genomics of inborn errors and therapeutic 
interventions in high density lipoprotein (HDL) metabolism

CH, DE, DK, GR, NL, SE DE HDL metabolism disorder

HUE‐MAN: Towards the development of an effective enzyme replacement 
therapy for human alpha‐ mannosidosis

BE, CZ, DE, DK, FR, NO DE Alpha‐mannosidosis

HUMALMAB: human monoclonal antibodies as tools for malaria research and 
therapy

CH, DK, GB, TZ DK Malaria

IMMUNOPRION: strains, species and immunology in prion diseases BE, CH, FR, GB, NL FR Transmissible spongiform encephalopathies

LEISHMED: Monitoring risk factors of spreading of Leishmaniasis around the 
Mediterranean Basin

BE, CH, CY, CZ, DE, DK, ES, 
FR, GB, GR, IL, IT, JO, MA, 

PT, TN, TR

BE Leishmaniasis

LYMPHANGIOGENOMICS: genome‐wide discovery and functional analysis of 
novel genes in lymphangiogenesis

AT, BE, CH, DE, FI, FR, SE FI Lymphedema

MALARIA AGE EXPOSURE: age of exposure and immunity to malaria in infants AU, ES, GB, IN, IT ES Malaria

Allergic bronchopulmonary aspergillosis

Aspergillosis

MILD‐TB: immunogenicity of Mycobacterium tuberculosis lipids in the non‐ 
replicating status of latency

CH, CI, FR, IT  IT Tuberculosis

EUMITOCOMBAT: rational treatment strategies combating mitochondrial 
oxidative phosphorylation (OXPHOS) disorders

CZ, DE, ES, FI, FR, GB, IT, 
NL, SE

NL

EUROPEAN LEUKEMIA NET: Strengthen and develop scientific and 
technological excellence in research and therapy of leukemia

AT, BE, BY, CH, CY, CZ, DE, 
DK, ES, FI, FR, GB, GR, HR, 
HU, IE, IL, IT, LT, ME, NL, 
NO, PL, RO, RS, RU, SE, TR

DE

MANASP: Development of novel management strategies for invasive 
aspergillosis

DE, FR, IE, IT, SE DE
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MITOCIRCLE: mitochondrial diseases: from bedside to genome to bedside FR, GB, IT, NL NL Mitochondrial disease

MMR‐RELATED CANCER: prevention, diagnosis and molecular characterisation 
of mismatch repair defect‐related hereditary cancers of the digestive system

DK, FI, NL, PT NL Rare digestive tumor

MM‐TB: molecular markers of M. tuberculosis early interactions with host 
phagocytes

FR, GB, IT IT Tuberculosis

MOLDIAG‐PACA: Novel molecular diagnostic tools for the prevention and 
diagnosis of pancreatic cancer

DE, EE, ES, GB, IE, IT, SE DE Familial pancreatic carcinoma

MPCM: pathogenic role of micro‐vesiculation in cerebral malaria AU, CA, CH, FR, GB, MW FR Malaria

MYASTAID: European network on myasthenia BE, DE, DK, FR, GR, IL, NL FR Myasthenia gravis

MYORES: European Muscle Development Network AU, CH, CZ, DE, ES, FR, 
GB, IL, IT, US

FR Neuromuscular disease

NEOTIM: innate and adaptive immunity in clinical and experimental 
mycobacterial infection in neonates and infants

BE, DE, FR, GB, IT, SE SE Tuberculosis

NEUPROCF: new diagnostic and prognostic biomarkers in cystic fibrosis DE, FR, GB, PL, PT, SE FR Cystic fibrosis

Benign familial neonatal seizures

Episodic ataxia type 1

Familial paroxysmal ataxia

Nonsyndromic genetic deafness

NEUROPRION: European network dedicated to research on prion diseases
AT, BE, CH, DE, DK, ES, FR, 
FI, GB, GR, IE, IL, IT, NL, 

NO, SE

FR Transmissible spongiform encephalopathies

NEWTBDRUGS: New Drugs for Persistent Tuberculosis DE, GB, SE DE Tuberculosis

NM4TB: new medicines for tuberculosis CH, DE, DK, FR, GB, HU, 
IT, RU, SE, SK, ZA

CH Tuberculosis

PEROXISOMES: Integrated project to decipher the biological function of 
peroxisomes in health and disease

AT, BE, DE, FI, FR, IT, NL, 
PT, SE

AT Peroxisomal disease

PNSEURONET: European network on Paraneoplastic Neurological Syndromes
AT, CZ, DE, ES, FR, GB, IT, 

NL, NO, SI
IT Paraneoplastic neurologic syndromes

PRIBOMAL: pre‐clinical studies towards an affordable, safe and efficacious two
component paediatric malaria vaccine

DE, DK, NL, SE NL Malaria

Ewing sarcoma

Neuroepithelioma

Medulloblastoma

PULMOTENSION: Functional genomics and therapy of lung vascular 
remodelling

AT, BE, CH, DE, DK, FI, FR, 
GB, GR, IE, IT

DE Rare pulmonary hypertension

PWS: Prader‐Willi Syndrom: a model linking gene expression, obesity and 
mental health

AT, BE, DE, FR, GB, IL, NL, 
SE

GB Prader‐Willi syndrome

Genetic Parkinson disease

Huntington disease

Spinocerebellar ataxia type 17

SARS/FLU VACCINE: development of a combined Influenza/SARS vaccine AT, CZ, DE, SI AT Severe acute respiratory syndrome

SCRIN‐SILICO: finding promising drug candidates against tuberculosis with 
multidisciplinary protocol based non‐conventional search

CZ, DE, HU, IT HU Tuberculosis

SERO‐TB: development of a specific serological kit for the diagnosis of TB DK, ES, ET, TR DK Tuberculosis

SPASTICMODELS: genetic models of chronic neuronal degeneration causing 
hereditary spastic paraplegia

DE, DK, GB, IT IT Familial spastic paraplegia

STEM‐HD: embryonic stem cells for therapy and exploration of mechanisms in 
Huntington disease

BE, FR, GB, IL, IT FR Huntington disease

TAMAHUD: identification of early disease markers, novel pharmacologically 
tractable targets and small molecule phenotypic modulators in Huntington's 
Disease'

DE, ES, GB, IT IT Huntington disease

TB TREATMENT MARKER: establishing a TB treatment efficacy marker DK, GW DK Tuberculosis

TB‐DRUG OLIGOCOLOR: development of a molecular platform for the 
simultaneous detection of Mycobacterium tuberculosis resistance to 
rifampicin and fluoroquinolones

AR, BE, CO, NL, SE BE Tuberculosis

THERAPEUSKIN: European network on gene therapy of hereditary 
epidermolysis bullosa

CH, DE, FR, GB FR Hereditary epidermolysis bullosa

TREAT‐NMD: Accelerating Treatments for Neuromuscular Diseases BE, CH, DE, ES, FI, FR, GB, 
HU, IT, NL, SE

GB Neuromuscular disease

VACCINES4TB: genome‐ and HLA‐ wide scanning and validation of cytotoxic 
CD8 T cell responses against Mycobacterium tuberculosis

DE, DK, NL DK Tuberculosis

VITAL: development of optimised recombinant idiotypic vaccines for subset‐
specific immunotherapy of B cell lymphomas

GB, IT, NL, NO, SE IT B‐cell non‐Hodgkin lymphoma

Network acronym / title Participating countries Coordinating 
country

Concerned diseases

Optic neuropathy

Leber congenital amaurosis

Retinitis pigmentosa

BIG‐HEART: bench‐to‐beside integrated approach to familial hypertrophic 
cardiomyopathy: to the heart of the disease

DE, GB, IT, NL GB Familial hypertrophic cardiomyopathy

Bethlem myopathy

Congenital muscular dystrophy, Ullrich type

Muscular dystrophy, Duchenne type
CARDIOGENET: definition of a genetic network involved in congenital heart 
disease

DE, FR, GB, IT, NL IT Congenital heart malformation

DG Research FP7

NEUROKCNQPATHIES: cell biology of rare monogenic neurological KCNQ 
disorders

DE, DK, ES, GB, IT, NO ES

PROTHETS: prognosis and therapeutic targets in the "Ewing" family of tumors AT, DE, ES, FI, FR, IT, RU IT

RATSTREAM: European project on the characterisation of transgenic rat 
models for neurodegenerative and psychiatric diseases: Automated home 
cage analyses, live imaging and treatment

BE, CH, DE, FR, NL DE

AAVEYE: gene therapy for inherited severe photoreceptor diseases CH, EE, GB, IT IT

BIO‐NMD: identifying and validating pre‐clinical biomarkers for diagnostics 
and therapeutics of neuromuscular disorders

DE, FR, IT, NL, SE, US FR
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CHD PLATFORM: Establishment of a European parent‐ and patient‐oriented 
information and communication platform on Congenital Heart Defects

DE, ES, GB, NO, SE DE Congenital heart malformation

CHEARTED: gene‐environment interactions in heart development
AU, BE, DE, FR, GB, NL, 

NO
NL Congenital heart malformation

Congenital Leber amaurosis

Retinitis pigmentosa

CUREHLH: European initiative to improve knowledge, treatment and survival 
of haemophagocytic syndromes in children

DE, FR, IT, SE DE Hemophagocytic syndrome

Cystic fibrosis

Lymphangioleiomyomatosis

EPOKS: European patient organizations and knowledge society in the field of 
rare diseases

FR, GB, IE, PT FR ‐

Nephronophthisis‐associated ciliopathy

Oral‐facial‐digital syndrome type 1
Retinal ciliopathy due to mutation in Bardet‐
Biedl gene

EUCLYD: A European consortium for Lysosomal disorders DE, IT, NL, SE IT Lysosomal disease

EUNEFRON: the European network for the study of orphan nephropathies BE, CH, DE, DK, FR, GB, IT, 
NL

BE Rare renal disease

Autoimmune polyendocrinopathy type 1

Autoimmune polyendocrinopathy type 2

Addison disease
EURIPFNET: European IPF network: natural course, pathomechanisms and 
novel treatment options in idiopathic pulmonary fibrosis

AT, DE, FR, GB, IT DE Idiopathic pulmonary fibrosis (UIP)

Disorder of sex development of endocrine 
origin

Malformative disorder of sex development

EURO‐GENE‐SCAN: European genetic disease diagnostics DE, GB, PL, SE SE Rare genetic disease
EURO‐PADNET: the pathophysiology and natural course of patients with 
Primary Antibody Deficiencies (PAD)

CZ, DE, FR, GB, IT, NL, SE GB Primary Antibody Deficiencies

Familial mediterranean fever
Hyperimmunoglobinemia D with recurrent 
fever
TRAPS syndrome

GEN2PHEN: genotype‐to‐phenotype databases: A holistic solution
BE, CH, DE, ES, FI, FR, GB, 
GR, IN, IS, NL, PT, SE, ZA

GB Rare genetic disease

INHERITANCE: INtegrated HEart Research In TrANslational genetics of dilated 
Cardiomyopathies in Europe

DE, DK, ES, FR, IT, NL, SE IT Dilated cardiomyopathy

LEISHDNAVAX: development of a DNA vaccine for visceral leishmaniasis DE, GB, IL, IN, TN GB Leishmaniasis

LEISHDRUG: targeting the Leishmania kinome for the development of novel 
anti‐parasitic strategies

DE, ES, FR, IL, IT, KR, TN, 
UY

FR Leishmaniasis

Amyotrophic lateral sclerosis

Familial spastic paraplegia

Huntington disease

MYELINET: Myelin orphan diseases in health
AT, BE, CH, CY, DE, DK, ES, 
FR, GB, IL, IT, NO, PL, RS, 

SI, TR

AT Leukodystrophy

American trypanosomiasis

African trypanosomiasis

NEUROSIS: efficacy and safety of inhaled budesonide in very preterm infants 
at risk for bronchopulmonary dysplasia

CZ, DE, FR, GB, IL, IT, NL DE Bronchopulmonary dysplasia

NMD‐CHIP: development of targeted DNA‐chips for high throughput diagnosis 
of neuromuscular disorders

BE, DE, FR, HU, IT, NL, SE FR Neuromuscular disease

NOVELPID: the genetic dissection of herpes simplex encephalitis (HSE) in 
children

‐ FR Herpetic encephalitis

NOVSEC‐TB: novel secretion systems of Mycobacterium tuberculosis and their 
role in host‐pathogen interaction

CH,FR, IE, IT, NL, ZA FR Tuberculosis

Paraneoplastic pemphigus

Pemphigus vulgaris
PSYCHCNVS: copy number variations conferring risk of psychiatric disorders in 
children

GE, GB, IS, MK, RS, RU, 
UA

IS Rare pediatric psychiatric disease

RAPSODI: pre‐clinical studies of a PSA‐based human vaccine candidate 
targeting visceral, cutaneous and mucocutaneous leishmaniasis and 
development of the associated procedures for further clinical trials

ES, FR, IN, TN, PE FR Leishmaniasis

American trypanosomiasis

African trypanosomiasis

CRUMBS IN SIGHT: restoring Mueller glia cell photoreceptor interactions with 
Crumbs

DE, FR, GB, NL NL

ENCE CF‐LAM‐LTX: European networks of centres of expertise for CF (Cystic 
Fibrosis), LAM (Lymphangioleiomyomatosis), and LTX (Lung Transplantation)

AT, CZ, DE, FR, GB DE

EUCILIA: Pathophysiology of rare diseases due to ciliary dysfunction: 
nephronophthisis, oral‐facial‐digital type 1 and bardet‐biedl syndromes

DE, GB, IT IT

EURADRENAL: pathophysiology and natural course of autoimmune adrenal 
failure in Europe

CH, DE, GB, IT, NO, PL, SE NO

EURODSD : European collaborative study on disorders of sex development DE, FR, GB, IT, NL, SE DE

EUROTRAPS: European network on TRAPS syndrome AT, DE, FR, GB, IL, IT FR

MITOTARGET: mitochondrial dysfunction in neurodegenerative diseases: 
towards new therapeutics

BE, DE, FR, GB, NL FR

NANOTRYP: exploiting nanobodies in development of new diagnostic tools and
treatment methods for trypanosomiasis

BE, CH, ES, KE, MZ BE

PEMPHIGUS: from autoimmunity to disease CH, DE, FR, IT DE

TRYPOBASE: nucleobase derivatives as drugs against trypanosomal diseases CH, ES, IN, SE, UY ES
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ANNEX 4: SAMPLE EUROPLAN QUESTIONNAIRE 
 

 
 

 
 
 
 

Questionnaire to collect information on activities dedicated  

to rare diseases in EU Countries 
 

The European Project for Rare Diseases National Plans Development (EUROPLAN) is a three-

year project part of the Programme of Community action in the field of Public Health (2003 - 
2008), which began in April 2008. 

The main goal of the EUROPLAN project is to develop recommendations on how to define a 

plan/strategy1 for rare diseases (RDs). Focusing on the already available Member States 

experiences on RDs, EUROPLAN will contribute to share information, models and data on 

effective strategies to address RDs.  

 

We are therefore kindly asking you, as EUROPLAN Partner, to collaborate in the retrieval of 

information by providing key data regarding actions on RDs in your Country. To reduce your 

workload, we are focusing this request of information on the following areas: 

 

 National plans/strategies1/measures/actions for RDs and related organization 

 Funding of actions regarding RDs 

 Definition, inventorying and provision of information and support of RDs 

 Research on RDs 

 RD Patient empowerment 

 Programmes to facilitate provision of medicines to RD patients  
 Specialised social services 

 

Indeed, information on RDs in other areas also relevant for the definition of comprehensive 

actions in this field is already available as the result of other surveys and will be exploited as 

far as possible in the preparation of the project deliverables.  

 

Information in the areas, which are in the scope of this questionnaire, may be available on the 

web; however, this information may be incomplete and need validation, and much more 

information may be published in national languages, which we cannot retrieve and analyze. 

Therefore, we kindly ask you to provide in English all information relevant to the questionnaire, 

and especially the one available in your national language only. You may refer to information 

published in English in the web; in this case we presume you have validated its contents. 

 

Wherever possible please collect information from official sources and quote the supporting 

documents. In case that the requested information is not easily available to you, we kindly ask 

                                                           
1
  A plan/strategy for rare diseases is intended as a comprehensive and integrated 

programme aimed at guiding and structuring all relevant measures/actions in the field of rare 

diseases 
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you to contact the specific experts in your countries who have the information, in order to 

facilitate the flow of information and avoid language barriers. 

 

We attach also a sample questionnaire filled with information collected from Italy, to exemplify 

the type of information and level of detail which should be communicated.  

 

It is important that contact details of persons competent for specific areas are provided, 

especially in case of complex actions which may require lengthy descriptions or ad hoc 

inquiries. This information will be kept in our files for our direct use, should we deem 

necessary to have some explanations or interviews. These contact details will not be 

distributed to other parties. 

 

Please send the filled in questionnaire within 16 June 2009 to: europlan@iss.it  

 

Please do not hesitate to contact L.Vittozzi or F. Capozzoli at europlan@iss.it for any further 

clarification or information. 

 

We thank you in advance for your cooperation and look forward to receiving your 

feedback at your earliest convenience. 

 

Yours sincerely 

 

Fiorentino Capozzoli and Luciano Vittozzi 

EUROPLAN Project Coordination Team
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 Areas and questions Answers and additional inputs 

 (please provide a short and factual description quoting the source of your information, e.g.: 
documents, websites, names of key informants etc.) 

 
1 
 

 
Country and respondent identification:  

  
Plans/strategies

i
/measures/actions regarding 

RD 
 

Information on the plans from Bulgaria, France, Portugal and Romania are in our hands and it is not 
necessary to add it. 

2 Please provide  information on national and/or 
regional plans/strategies1/measures/actions, 
whose implementation is mandatory, addressing 
different aspects of RDs (such as research, 
orphan drugs, medical and /or social care, 
surveillance or others). Please provide information 
also on measures in preparation, including their 
contents, determinants and objectives as well as 
reference to key documents, if existing. 
 

  

3 Please provide information on any other (non-
binding) national and/or regional 
measures/actions aimed to improve the 
management of RDs and RD patients.   
 

 

4 Please provide  information on any 
measures/actions which are not aimed specifically 
at RDs, but are applied to support priority actions 
addressing RDs, e.g.: diagnosis of RDs, treatment 
of and assistance to RD patients. 
 

 
 

5 Please clarify whether plans/strategies1/measures 
/actions available in your country are intended 
“horizontally” for “all” RDs or are targeted to 
specific RDs  
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 Areas and questions Answers and additional inputs 
 (please provide a short and factual description quoting the source of your information, e.g.: 

documents, websites, names of key informants etc.) 

6 Please provide contact details of national 
authorities and Institutions dealing with RDs 
a) Ministerial Office(s) and contact person(s) 

under whose competence RDs fall 
b) National Centre/Body, if present, dealing with 

RDs and main expert dealing with RDs 
 

 

  
Funding of actions (excluding research) 
regarding rare diseases 
 

 

7 How funds for plans/strategies1/measures/actions 
regarding rare diseases are allocated? 
a) As current expendituresii within the general 

health system budget 
b) As funds dedicated exclusively to rare 

diseases?  
c) As current expenditures within the general 

health system budget plus ad hoc funding on 
the basis of RDs projects? 

 

  

8 In the case that plans/strategies1/measures/ 
actions regarding RDs are funded from current 
funding, is it possible to identify the budget 
dedicated to RDs? (yes/no) 
 

  

  
Definition, inventorying and provision of 
information and support on RDs 
 

 

9 Official definition of RDs used in your Country (if 
different from the EU one where RDs not more 
than 5/10.000 EU population) 
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 Areas and questions Answers and additional inputs 
 (please provide a short and factual description quoting the source of your information, e.g.: 

documents, websites, names of key informants etc.) 

10 Availability of an official list of RDs 
Please clarify the purpose of the list (such as 
reimbursement, surveillance, provision of social 
support etc.) 
 
Please specify who develops it (such as 
government, regional authorities etc.) 

  

11 Availability of website-based information (Yes/No) 
 
Please clarify whether the service is intended for 
all RDs, or for specific groups of RD. In addition, 
please specify whether they are run by the 
government, by patients association or by other 
non-governmental bodies. 
 

 
 

12 Help Linesiii 
a) Do national/local help lines for all rare 

diseases (or for main groups) exist in your 
country?  

b) Is the service provided and funded by patient 
organisations? National/local governmental 
institutions? private companies? other? 
c) what kind of service is provided (psychological 
support? Provision of general information to 
patients? Provision of technical information? 
 

 
 
 

  
Research on RDs 
 

 

13 Availability of research programmes for RDs 
(Yes/No) 
 
Please describe the mechanisms and the sources 
(governmental bodies, charities, private 
foundations, pharmaceutical companies) for 
funding research programmes encompassing  
RDs  
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 Areas and questions Answers and additional inputs 
 (please provide a short and factual description quoting the source of your information, e.g.: 

documents, websites, names of key informants etc.) 

  
Empowerment of patients organisations 
 

 

14 Support to the activities of patient organisations     
Do activities aimed at empowering patient 
organisations receive in your country: 
a) official recognition in legal or policy 

documents? 
b) are there public funding schemes to support 

activities aiming at, e.g.: 
 Capacity building – including counselling, 

training and education of patients, families 
and/or caretakers, in the legislative, 
research, social and healthcare fields; 

 Networking activities and events; 
 Dissemination of information and 

information sharing, such as events to 
exchange best practices among 
associations, scientific information, etc.; 

 Capacity building to improve patients’ 
integration in social environments (school, 
work, etc.); 

 Outreach to very isolate patients 
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 Areas and questions Answers and additional inputs 
 (please provide a short and factual description quoting the source of your information, e.g.: 

documents, websites, names of key informants etc.) 

15 Representation and consultation of patient 
organisations 
Are there mechanisms in place for the 
involvement of patients? If yes, are there areas in 
which (a) patients  are consulted? (b) negotiations 
with patients take place?  (c) the opinion of 
patients is binding? If possible and applicable, 
please indicate also:  

 The type of body where patients are 
represented 

 If such representation is officially 
recognised 

 Do patient representatives receive financial 
support for the attendance of the meetings 

 

 

  
Programmes to facilitate provision of 
medicines to RD patients (including so-called 
compassionate use programmes

iv
) 

 

 

16 Please provide short information on programmes 
to facilitate provision of medicines to RD patients, 
if existing, specific for or applied to RDs, including 
its legal base. 
 
Is there any orphan drug or drug used for the 
treatment of RDs accessible thanks to such 
programme in your country (in case, please list 
the drugs) 
 

 

  
Specialised social services 
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 Areas and questions Answers and additional inputs 
 (please provide a short and factual description quoting the source of your information, e.g.: 

documents, websites, names of key informants etc.) 

17 Respite Care Servicesv    
a) Do patient in your country have access to 

Respite Care Services? 
b) When service is provided, is it fully 

reimbursed, or does the patient/family have to 
pay part or all of it? 

c) Is service provided by patient organisations? 
National or local governmental institutions? 
private company? other? 

 

  

18 Therapeutic Recreational Programmesvi 
a) Do patients in your country have access to 

Therapeutic Recreational Programmes?  
b) When service is provided, is it fully 

reimbursed, or does the patient/family have to 
pay part or all of it? 

c) Is service provided by a patient organisation? 
National or local governmental institutions? 
private companies? other? 

 

 

19 Services aimed at the integration of patients in 
daily lifevii 
a) Do such services exist in your country? Which 

ones?  
b) How are they financed? By government 

institutions and budget? By private initiative or 
patient associations? 

 

 

 

 
Please send the filled questionnaire to: europlan@iss.it  

 
 

Thank you for your collaboration 
 

                                                           
i
  A plan/strategy for rare diseases is intended as a comprehensive and integrated programme aimed at guiding and structuring all 

relevant measures/actions in the field of rare diseases 
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ii
  Current expenditures: Current expenditure is expenditure on goods and services consumed within the current year, which needs to be made recurrently to sustain the 

services 
iii  A help line refers to any service where the primary mission is to provide information and technical or psychological support via telephone, email, post or on-site visits. 
 A help line service can range from a ad hoc mobile phone number at a patient association, to a more advanced professional service with paid staff, a data management 
system (anonymous calls or recorded) and a yearly statistical report.  Help line working hours can vary from a 24/24 7/7 to a few hours per week 
iv  The Commission Communication  indicates as “so-called compassionate use” the provision of medicines to rare diseases patients before approval and/or 
reimbursement of new drugs. This is an option, which exists at the level of Member States, to accelerate or facilitate the availability of promising medicinal products to RD patients, 
when this is justifiable.  
v  Respite care is provided on a temporary basis for people who normally live at home, so that their carers can have a break from care giving. One of the important 
purposes of respite is to give family members time and temporary relief from the stress they may experience while providing extra care for a family member living with a rare 
disease. Respite care is provided to give the person living with the RD time and place to perform recreational and meaningful activities away from their parents/other caregivers. 
 There are several different approaches/ services to offering respite care: 

a)   Centre based respite care: requires that the individual come to a day centre, respite group home with assisted living facilities or a nursing home institution. 
b)   Residential based respite: the person living with a rare disease goes away to be looked after by someone else/a “respite care family”. 
c)   Domiciliary care: Some services allow a caregiver to come to the family’s home and take over for a certain period so the care giver(s) can have some time off 

vi  Therapeutic Recreational Programmes. Any formally or informally organised recreation activity (summer camp, ad hoc trip) which has been setup with the needs of 
children or young adults with rare diseases in mind. Activities are centred on fun, leisure and entertainment. They may include regular or ad hoc activities, at offsite summer camp 
or at the association’s site 
vii  Examples of such social services: 

  Educational support for patients, relatives and caretakers; 
  Individual support at school at different schooling levels, for both pupils with rare diseases and teachers; 
  Promotional activities aimed to foster higher education for people with rare diseases; 
  Supporting mechanisms to enter and stay in work life for people with disabilities 
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