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FACTOR V LEIDEN

OVERVIEW

Factor V Leiden refers to a mutation in the gene that manufactures 
a protein (Factor V) that is involved in blood coagulation. It is also 
referred to as coagulation factor V, and less commonly as proaccelerin 
or labile factor. 

Factor V functions as a cofactor, activating the enzyme, thrombin. 
Thrombin then cleaves fibrinogen to form fibrin, which crosslinks 
and consequently forms the dense meshwork that makes up the 
bulk of a blood clot when activated.

CLINICAL SIGNIFICANCE 
Individuals with the Factor V Leiden genetic mutation are at an in-
creased risk for developing a type of blood clot known as deep 
venous thrombosis (DVT). 

Factor V Leiden thrombophilia further increases the risk that these 
clots will break away from their original site and subsequently travel 
through the bloodstream. Eventually, these clots can make their way 
to the lungs, where they may lodge and contribute to a pulmonary 
embolism (PE): a blockage in a major blood vessel. 

Women with the Factor V Leiden R506Q genetic mutation are at 
increased risk for clotting during pregnancy in the forms of deep 
vein thrombosis or pulmonary embolism. They may also be at risk 
for : preeclampsia, delivering low birth weight babies, miscarriages, 
and stillbirth due to clotting either in the placenta or umbilical cord. 
However, please note that many women with this genetic mutation 
hay go through one or multiple pregnancies with no difficulties, while 
others may have complications or develop clots during pregnancy. 

If you have Factor V Leiden and have developed blood clots, certain 
medications can decrease your risk for developing additional blood 
clots and help you avoid potentially serious complications. 

WHO SHOULD BE TESTED?

 
     (thrombotic episodes), especially under the age of 50

 

      Women considering pregnancy.

Negative:  zero copies of this genetic mutation
This genotype indicates normal enzyme activity and is                      

   not associated with any increased risks for thrombosis (blood
   clots). 

The normal average risk for developing an abnormal blood 
clot is about 1 in 1,000 per year in the general population.

Heterozygous: one copy of this genetic mutation
This result is associated with an increased risk for deep vein 

heterozygous positive result) increases this risk 4-8 fold, from 
normal (1 in 1000) to between 1 in 250 to 1 in 125.
Heterozygosity for factor V Leiden is associated with a two- 
to threefold increase in relative risk for pregnancy loss, and 
possibly other pregnancy complications such as preeclampsia, 
fetal growth retardation, and placental abruption. Please note: 
Many women with this mutation go through one or multiple pregnancies with 
no difficulties.

Homozygous Positive: Two copies of this genetic mutation

chance that blood clots begin to form) and is associated with 

clotting in veins).

homozygous positive result) increases the risk for developing 
blood clots from 0.1% (normal risk of 1 in 1000) to about 8%  
(roughly 1 in 12) per year.

have an increase in relative risk for pregnancy complications 
such as preeclampsia, fetal growth retardation, and placental 
abruption. Please note:  Many women with this mutation go through one 
or multiple pregnancies with no difficulties.

Results R506Q Mutation
There are three possible outcomes:
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reviewed by the treating practitioner. 


