
PROTHROMBIN GENE MUTATION (PGM)

 Description The Genexpert® Xpert HemosIL FII & FV Assay is a qualitative in vitro diagnostic genotyping test for the 
detection of Factor II and Factor V alleles from sodium citrate or EDTA anticoagulated whole blood. The 
test is performed on the Cepheid Genexpert® Dx System.

 Indication Performed as part of a Thrombophilia screen on patients prone to clot formation or where there is a family 
history of Prothrombin Gene Mutation

 Additional  Info The GeneXpert Dx System automates and integrates sample purification, nucleic acid amplification, and 
detection of the target sequence in simple or complex samples using real-time PCR. The system consists 
of an instrument and a laptop with software for running tests on blood samples and viewing the results and 
interpreting genotype information. 
Single-use disposable GeneXpert cartridges hold the PCR reagents and host the PCR process. Because 
the cartridges are self-contained, cross-contamination between samples is eliminated. The primers and 
probes in the Xpert HemosIL FII & FV Assay determine the genotype of the Factor II gene (at 
position20210) and/or the Factor V gene (at position 1691). Both assays are performed within one 
cartridge.

 Concurrent Tests FVL (Factor V Leiden)

 Interpretation Prothrombin is the precursor of the serine protease thrombin, a key enzyme in the process of haemostasis 
and thrombosis, which exhibits procoagulant, anticoagulant and anti fibrinolytic activities.
Poort et al, 1996, described a G----A transition at position 20210 of the prothrombin gene. The prevalence 
of this mutation is as high as 18% in selected patients (personal and family history of venous thrombosis); 
6.2% in unselected patients with first episode DVT; and 2.3% in healthy control subjects.
Carriers have higher plasma prothrombin levels and a 2.8-fold increased risk of venous 
thrombosis.                                                                                                                                Results 
Results are Results are reported as Wild Type (Negative),  Heterozygous or Homozygous (Homozygous is 
extremely rare)

 Collection Conditions A 3ml EDTA sample is required. Alternatively, cells from citrate samples received for Thrombophilia testing 
may be used (refer to Thrombophilia screening forThrombophilia collection conditions). All samples for 
genetic testing will be rejected if Minimum Data Standards are not met.

 Frequency Of Testing Once
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