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Summary :
This publication presents the data on rare disease-related activities that has been collected to date from across the United Kingdom. This data has been added to the Orphanet website which is the European portal of rare diseases.

Text :
Orphanet (www.orpha.net) is the EC-funded online resource for rare diseases and orphan drugs. Orphanet aims to contribute to the improvement of the diagnosis, treatment and management of patients through a website which features a rare diseases listing and a directory of services alongside other specialised products. The website, now the largest of its kind in the world, is accessed daily by 25,000 users from 170 countries. The Orphanet consortium consists of partners from 35 countries including the UK. Each partner is responsible for gathering information from their respective countries for the online directory of services. To date, in excess of 25,000 activities related to rare diseases from the 35 countries have been added to the directory. The Orphanet UK team have so far collected more than 1800 UK activities for the directory comprising:
- 245 specialised outpatient clinics covering the possible treatment of 2889 rare diseases
- 888 diagnostic tests for 485 different rare diseases
- 224 patient organisations supporting families affected by up to 1392 rare diseases
- 305 research projects investigating 438 rare diseases
- 57 research projects investigating 71 rare diseases
- 84 professional networks covering 872 rare diseases
- 20 disease registries covering 200 rare diseases
In summary, activities from 865 people operating from 957 UK locations have been added to the Orphanet directory of services. This represents good coverage of the ongoing UK activities which are related to rare diseases. The directory is a vital part of the service Orphanet provides. It aids health professionals and patients by providing information on currently available clinical and laboratory diagnostic services. It also facilitates collaboration in the research and development of future treatments for rare diseases. Finally, it allows patients and their families to feel less isolated by providing the means to find relevant support organisations.
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