CPAL Technical Bulletin

Central Pennsylvania Alliance Laboratory

No. 58A

July 5, 2006

Factor Il (Prothrombin) 20210A Genetic Analysis (Revised)

Starting Date:
Currently Available

Mnemonic: PROTH MUT

Contact:
Dr. Jeffrey Wisotzkey, 717-851-1422
Technical Director, CPAL

Reference Value: WILDTYPE

Summary:

The Factor Il (Prothrombin) G20210A assay allows the detection and genotyping of a single
point mutation (G to A at position 20210) of the human Factor 11 gene from DNA isolated from human
whole peripheral blood. The test is performed on the LightCycler instrument utilizing polymerase chain
reaction (PCR) for the amplification of Factor I1 DNA recovered from clinical specimens and fluorogenic
target-specific hybridization for the detection and genotyping of the amplified Factor 1| DNA.

Detection and genotyping of the Factor Il (Prothrombin) G20210A mutation aids in the evaluation of
patients with suspected thrombophilia. Inherited thrombophilia predispose an individual to thrombotic
events such as venous thrombosis, the third most common cardiovascular disease. Activated protein C
(APC) resistance is regarded as the most prevalent coagulation abnormality associated with venous
thrombosis. Patients testing positive for APC resistance or the Factor VV Leiden mutation should be
considered for molecular genetic testing for the other most common thrombophilias with overlapping
phenotype, for which testing is available at present [i.e., the Factor 1l (Prothrombin) G20210A variant].
The Factor 1l 20210A mutation is present in 1-2% of the general population and its involvement in
venous thromboembolism is well established.
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How are the results reported?
The results for Factor Il (Prothrombin 20210A) testing are reported as one of three possible
results:

WILDTYPE: This is a genetic term that means the most common or typical genotype.
CPAL uses this term for the reporting of “normal” Factor Il (Prothrombin 20210A) results
since this is the standard practice in the field. A WILDTYPE result means that the Factor Il
(Prothrombin 20210A) allele (or mutation) was not detected on either version/copy of the
Factor Il gene.

HETEROZY: This result (Heterozygous) indicates that one copy of the Factor I
(Prothrombin) allele has been identified with the 20210A mutation.

HOMOZYGO: This result (Homozygous) indicates that both copies of the Factor II
(Prothrombin) allele has been identified with the 20210A mutation.

How often is the Factor 11 (Prothrombin 20210A) assay performed?
The Factor Il (Prothrombin 20210A) assay is typically performed and reported at CPAL on
Tuesdays and Thursdays.

Important Additional Notes:

e This assay is a germline genetic assay and should only be ordered once on any particular
patient. The Prothrombin 20210A genotype is constitutional and does not change.

e The Prothrombin 20210A assay is typically ordered in conjunction with the Factor V Leiden
mutational assay and other markers of hypercoagulability, in patients with thrombosis.
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