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Abstract 
Background: Venous thromboembolic disease (TEN) is a serious disease in which genetic factors play an important role (trombophilic mutations in genes FV Leiden and FII Prothrombin). In the Czech population, 5–10 % of carriers of the FV Leiden mutation and 1–2 % of carriers of the FII mutation prothrombin. Finding a sequence variant increases the risk of clotting and clogging of blood vessels many times over, which in combination with hormonal contraception (HAK) and smoking is further multiplied. This can result in an increased risk of stroke, myocardial infarction, pregnancy problems, thrombosis or embolism. Young women are also at risk. With the gradual improvement of laboratory methods, it would be possible to improve the prevention of TEN by introducing an available screening test, which would point out a significantly increased risk of the disease. The aim of the study was to determine the frequency of two thrombophilic mutations, risk factors (HAK, smoking), which are associated with the risk of developing TEN. Methods: The study was designed as a cross-sectional epidemiological study and 148 women were enrolled. In these women, the presence of TEN risk factors was determined and DNA analysis was performed with a digital PCR (ddPCR) instrument. Results: Six women were confirmed to have a mutation in the Factor V Leiden gene (4 % of women) and three women had a mutation in the Factor II Protrombin gene (2 % of women). Two of these women took HAK before the diagnosis and one from nine women smoked. Conclusion: The applicability of ddPCR analyzes and the determination of the frequency of occurrence of TEN risk factors in a population of young women may serve to better detect the possible future occurrence of TEN in women. Thus, the prevention of this serious disease can be significantly improved. 
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Figure 1: Formation of thrombosis


Images

[image: ]
Figure 2: Positive probands
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P ROBANDS  D ETECTED  MUTATION  HAK  SMOKING  THROMBOSIS,  EMBOLISM,  MYOCARDIAL  INFARCTION,  STROKE IN  THE FAMILY  P ROBA ND  DISEASE  - T HROMBOSIS,  EMBOLISM,  MYOCARDIAL  INFARCTION,  STROKE  

NUM BER  26  F5  n o  n o  n o  n o  

NUM BER 45  F5  yes  no  not identified  n o  

NUMBER 59  F5  no  yes  no  no  

NUMBER 80  F2  no  no  myocardial  infarction  thrombosis  

NUMBER 94  F5  no  no  no  no  

N UMBER 102  F2  no  yes  no  no  

NUMBER 124  F2  yes  no  em bolism  no  

NUMBER 127  F5  no  no  no  no  

NU M BER  140  F5  no  no  no  no  

 


