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BACKGROUND


Rare diseases (RD) are defined as life-threatening and chronically debilitating disorders with a prevalence of less than 5 per 10 000 of the general population [1]. It is estimated, that up to 8 % of the European citizens may be affected by a RD [2]. Although small these numbers seem, they translate into around 27 to 36 million people suffering from a RD across Europe. According to the Orphanet database (http://www.orpha.net), a designated reference portal for information on rare diseases and orphan drugs, there are 6 760 RD entities identified to date [3]. 

DEFINITION AND BURDEN OF RDs


The definition of RDs, established by the European Union (EU) Parliament in 1999, reflects two fundamental aspects related to RDs. First, RDs are of such a low prevalence, that accumulation of knowledge necessary to develop evidence based management strategies requires multicenter networking. Second, due to a lack of appropriate knowledge and awareness about RDs in medical communities, these patients often hopelessly seek for appropriate medical attention for extended period of time being continuously misdiagnosed or non-diagnosed at all. The EurordisCare Survey Programme, investigating RDs patients’ experiences and expectations regarding access to diagnosis and to health services showed, that as many as 40% of patients receive faulty diagnosis initially, what leads to execution of  inappropriate medical interventions including surgery, pharmacotherapy or psychological treatment [4]. One-quarter has to wait 5 to 30 years from the onset of symptoms to be accurately diagnosed undergoing 4 - 5 consultations yearly. Additionally, around 25% of these patients need to travel to a different region to reach diagnostic facility. 

CONCLUSION

The unmet needs of the growing number of patients with RDs in general call for special and combined efforts of regulatory authorities, health care providers, scientific committees, practitioners and patient organizations.
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