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Summary:  Fabry disease is a progressive X-linked recessive storage disorder caused by defi-
cient activity of -galactosidase A ( -Gal A, also known as trihexosidase), with the 
resultant accumulation of globotriaosylceramide and other glycosphingolipids. Se-
verely affected patients have either no or very small amounts of detectable enzyme 
activity. Milder variant phenotypes have been described in which detectable though 
markedly decreased enzyme activity is present. Recent advances in direct enzyme 
replacement therapy for Fabry disease require the establishment of diagnostic and 
management guidelines for this rare genetic disease. The heterogeneity and com-
plexity of this disorder and the expense of enzyme replacement regimes call for na-
tional guidelines for its management. Physicians in our country have limited experi-
ence with diagnosis, management and clinical follow up of Fabry patients thus Bul-
garian consensus recommendations are needed to ensure the highest standard of 
care for Bulgarian patients and their families. The goal of this review is to make a 
general conclusion of the data from clinical trials and published materials about 
treatment of Fabry disease in order to establish consensus principles for diagnosis, 
clinical follow up and treatment of these patients in our country. 
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