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Testing for heritable thrombophilia in acute
venous thromboembolism

Eric Tseng MD, Rita Selby MD

M Cite as: CMAJ 2017 July 4;189:E891. doi: 10.1503/cmaj.160062

2

4

Heritable thrombophilias are inherited disorders that increase the
risk of venous thromboembolism (VTE)

Common heritable thrombophilias include factor V Leiden (1 in 20 white Euro-
peans are heterozygous) and prothrombin G20210A (1 in 50 white Europeans
are heterozygous), and uncommon ones include protein C deficiency, protein
S deficiency and antithrombin deficiency (Appendix 1, available at www.cmaj.
ca/lookup/suppl/doi:10.1503/cmaj.160062/-/DC1).! These disorders are com-
monly included in panels of testing for heritable thrombophilia.

Tests for heritable thrombophilia should not be done during an
episode of acute VTE, as they are often inaccurate in this context
Protein C, protein S and antithrombin levels are often low during acute VTE
and in the presence of anticoagulants, and do not necessarily reflect true defi-
ciency.? The presence of heritable thrombophilia also does not affect initial
anticoagulant choice or dose.?

The presence of heritable thrombophilia should not affect the
duration of anticoagulation in acute VTE

The presence of heritable thrombophilia does not add independent predictive
value to estimates of recurrence of VTE and therefore should not affect treatment
duration in acute VTE.>® The risk of recurrent VTE — and the decision to extend
anticoagulant therapy — is more strongly dependent on clinical risk factors, such
as lack of provoking factors, male gender, persistently elevated D-dimer, or cur-
rent active cancer, each of which confer a higher risk of recurrence.*

Routine testing for heritable thrombophilia in relatives of patients
with VTE has not been shown to affect clinical outcomes®

In some circumstances (e.g., starting oral contraception), testing for a particu-
lar heritable thrombophilia may be considered in an asymptomatic patient
with a family history of VTE and a known heritable thrombophilia. However, a
hematologist or thrombosis expert should discuss the benefits and limitations
of such testing with the patient before the tests are ordered.?

Testing for heritable thrombophilia is expensive and provides low
value to the health care system

A recent cost analysis of testing in Canada for factor V Leiden and prothrom-
bin gene mutation after a first unprovoked VTE concluded that reduction in
testing would result in net economic savings.® These savings would be driven
by the high cost of testing, and by changes in physician-ordering practices of
anticoagulants, based on test results that have not been shown to improve
clinical outcomes.®
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