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Cardiovascular disease (CVD), a frequent cause of death in many populations, has been associated with several genetic variants, for example, factor V Leiden (G1691A), prothrombin (G20210A) and MTHFR (C677T and A1298C). The aim of this study is to investigate the prevalence of these CVD risk mutations in Sao Miguel Island (Azores). Until now, from this population, 87 healthy individuals were analysed for the following variants: factor V Leiden, MTHFR (C677T and A1298C) by PCR-RFLP, and prothrombin by real-time PCR (Nanogen Advanced Diagnostics). The allelic and genotypic frequencies of these polymorphisms were estimated and their values were compared with other populations. The results demonstrate that values of the mutant alleles MTHFR 677T (38.5%) and 1298C (23.6%) were relatively similar to those found in other populations. However, in Sao Miguel Island population, factor V Leiden shows a value of 1.7% for the 1691A allele, one of the lowest in Europe. Whereas, prothrombin (20210A) is present at a frequency of 3.4%, being one of the highest. Genotype frequencies of the genetic polymorphisms analysed showed similar values to other European populations. Furthermore, thirteen genetic profiles were identified in the study group: 13 individuals (14.94%) had none of the variants, 37 (42.53%) only one, 33 (37.93%) two, and 4 (4.60%) had three or more polymorphisms. Currently, we are characterizing more 382 individuals, which will increase the power of the analysis. The joint study of these polymorphisms represents a valuable contribution to further understanding the CVD in Sao Miguel Island. 

