
Programme of community
action on rare diseases

Contract 2001/CVG4

ORPHANET :
Final scientific report

February 2003



Final scientific report, february 2003 2/ 39

Summary

The project was to extend the content of the already existing ORPHANET database to build
up a truly European database. The first year (Dec 00-November 01) was the feasibility study
year and a pilot study with four countries. The second year (Dec 01- Nov 02) was the year of
the move from a French encyclopaedia to a European one, and the year of the collection of
data on services in 7 countries.

For the encyclopaedia, a board of 83 editors has been established progressively, specialty by
specialty and authors of texts nominated. For the 3,500 diseases, there are on-line: 990
summaries in French, 833 summaries in English, 445 review articles in French or in English.

The partners were trained to use our methodology through visits, e-mails and phone calls.
Three meetings of all partners took already place: one in Paris on 5-6 February 2002, one in
Strasburg on 30 May 2002, one in Rome on October 23,2002.

All the partners, including the new ones : Spain and Austria, have identified their sources of
information. The data about services are partially collected in all participating countries and
already released for Italy, Belgium, Switzerland, Germany and Spain. The amount of data
released from countries other than France is: 236 patient support groups, 1946 diagnostic
tests, 103 research projects and 63 expert clinics.

All the thesaurus have been translated in Italian, German and Spanish as well as all the
screens of the web site. The number of names of diseases with their synonyms to be
translated was over 6,000.

The Italian, German and Spanish versions of the website are now active.

A quality charter has been defined by the partners and agreed on.

The usefulness of the database was assessed through the number of connections. In January
2003, we have had during the month visits from 58,000 different sites from 105 different
countries.

As a project leader of Orphanet, Ségolène Aymé was invited 19 times within the year of the
contract to give a lecture on Orphanet. These invitations came from the Academia, the
Industry and from Agencies and took place in five different European countries.

The Orphanet project is developing according to the plans. The first year was a very busy one
which permitted to explore all the difficulties for transmitting our five-year experience with
data collection. The procedures are now well in place and should be easily adopted by the
new partners. The experience also clearly showed to the partners that there was a great need
in getting national funding to expand the local teams. Several countries are on the way of
having complementary funding at the governmental level.



This report was produced by a contractor for Health & Consumer Protection Directorate General and represents the views of the
contractor or author. These views have not been adopted or in any way approved by the Commission and do not necessarily
represent the view of the Commission or the Directorate General for Health and Consumer Protection. The European
Commission does not guarantee the accuracy of the data included in this study, nor does it accept responsibility for any use made
thereof.


