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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.
DISCUSSION


Population of adults with RDs is widely heterogeneous with respect to type and complexity of diseases as well as their clinical manifestations, age of onset or natural history. They represent a subject of interest of almost all medical fields. 

From all registered in Orphenet database RDs a significant number have sole or, more commonly, concomitant cardiovascular manifestation [3]. The accurate number of rare cardiovascular diseases (RCD) is however difficult to assess due the paucity of designated RCDs registries and classifications, complexity of these conditions and their prevalence, which in many cases can be as low as 1 < 1 000 000 like in Loeys-Dietz syndrome, an aortic aneurysm syndrome due to TGF - beta receptors anomalies described in 10 families or in Alström syndrome, a multisystemic disorder characterized by dilated cardiomyopathy and cone - rod dystrophy, hearing loss, obesity, insulin resistance and hyperinsulinemia, progressive hepatic and renal dysfunction, which has been identified in about 450 patients worldwild [4]. Most of the RCDs have genetic background [5]. Some of them are monogenic disorders, like Marfan or Brugada syndrome, but many have complex, multigenic causality. This include development abnormalities in most of the congenital heart diseases or multifactorial origin of familial dilated cardiomyopathies. Other RCDs are the result of metabolic errors like Fabry disease, an Alpha-galactosidase A deficiency syndrome or Gaucher disease, a glucocerebrosidase deficiency syndrome, autoimmune abnormalities like systemic vasculities or connective tissue diseases affecting heart, infectious like Lyme carditis or HIV induced pulmonary arterial hypertension or neoplastic including primary or secondary cardiac tumors as well as cardiovascular complications of non-cardiac tumors like secondary hypertension in the course of pheochromocytoma. This implies that the diversity of RCDs should not only be understood by the vast number of the diseases per se. The presence of rare combinations of more common conditions in one patient or uncommon phenotypes of cardiovascular disorders not necessarily of low prevalence also define the heterogeneity of RCDs and drive the need for attentive mulidisciplinarity in attending these patients. 

Lack of disease specific therapy for most of the RCDs represent a substantial drawback in managing this group of patients. To date there are only a few medicinal products registered in European Medicinal Agency for the treatment of orphan cardiovascular diseases [6]. These include a group of pulmonary arterial hypertension specific drugs and enzyme replacement agents used to treat metabolic syndromes like Fabry disease, Hunter syndrome, Pompe or Gaucher disease or Mucopolisaccharidosis. Additionally, a number of RCDs may require interventional approach..   
CONCLUSION

In order to overcome these drawbacks representing overwhelming inequities in the access to the professional care of this group of patients, certain actions has been adopted at the European and national legislation level, however a number of issues still remains unresolved. Identification of highly-specialized centers in this field is one of the examples. Creation of centres specialized in the field of rare cardiovascular diseases will improve the referral process of these patients, and eventfully the quality of care.
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