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Smmary. With the development of new technology and scienti  c approaches, coming of the era of personalized medicine is unavoidable. 
Due to the rare diseases’ characteristics and the lack of adequate therapy, the new therapeutic approaches are going to be discovered. The 
goal of this study is to follow the main characteristics and opportunities of implementation of personalized medicine into the area of rare 
diseases. A systematic review of the published scienti  c literature in the databases of Google Scholar, PubMed, Scopus, Science Direct was 
performed using key words – rare diseases (RD), orphan drugs, personalized medicine (PM) as well as published Bulgarian books, studies and 
experts’ opinions in the area. The selected studies include information about the approaches and the nature of PM, de  nitions, classi  cation 
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and problems in the therapy of RD as well as examples about the implementation of PM in RD. The number of reviewed studies for RD was 
34, for PM – 37, for the implementation of PM in RD – 5 and 13 for speci  c RD, which are object of PM. 4 of the studies, which are focused on 
implementation of PM in RD are rather overview and give information about the complex nature of RD, the unknown pathologic mechanisms, 
the limited number of patients, the lack of therapy or very expensive ones. The implementation of the approaches of PM – integral diagnostic 
approaches, molecular diagnostic, monitoring, pharmacogenomics, pharmacogenetics, pharmacoproteomics – and connected therapies – 
cell, gene, target by nanoparticles and liposomes – support development and implementation of the personalized approach in some RD 
– chronic myeloid leukemia (the patients’ number in Bulgaria is 328), cystic  brosis (the patients in Bulgaria are approximately 200), alpha 1 
antitrypsin de  ciency, dermato  brosarcoma protuberans, lymphangioleiomyomatosis, Erdheim-Chester disease, large granular lymphocyte 
leukemia, rare neuromuscular and neurodegenerative diseases, rare skin disorders. The application of target therapy is also helpful for 
treatment of rare oncological diseases. The implementation of PM’s approaches in RDs is a challenge in front of every healthcare system but 
gives enough opportunities for personal approach and for improving of the condition and quality of life of patients, as well as saving costs for 
non-responsible therapeutic regimen, complications and adverse drug reactions.
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