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ABSTRACT

Venous thrombosis is a serious clinical condition strongly
associated with life threatening PE. Its pathogenesis is multifactorial and
involves the interaction between circumstantial factors (surgery,
prolonged immobilization and malignancy), and genetic factors
(mutations affecting pﬁﬁeins of the anticoagulant mechanisms such as
ATIII, protein C and protein S). Recently, a single point mutation in the
gene codifying for FV, which converts arginine 506 to glutamine (FV
Leiden), has been discovered. This aminoacid is a site for cleavage by
APC, which inactivates the activated FV. Screemng for the FV R°*Q
mutation should be performed with a fast and easy to perform functional
assay with high sensitivity and specificity for the mutation. A modified
test w1th high sensitivity and specificity for this mutation has been
recently described. The test includes predilution of patient plasma 1+4 in
" FV deficient plasma, resulting in dilution of all coagulation factors except
FV. Therefore it can be used in-patients treated with heparin, OAC and
also in-patients with acute venous thrombosis. We conducted the preéenp
study to determine the prevalence of APCR (FV Leiden mutation) in-
patients with venous thrombosis. We compared 42 unselected patients
with VTE confirmed by objective tests with 10 healthy controls. The
anticoagulant response to APC was measured with a modified version of
the APTT test, and results were expressed as APC-V ratio. Wealso
measured protein C, protein S and ATUI, PT, PC, INR and APTT. The
criteria for diagnosis of carriers of FV Leiden mutation is an APC-V cut
off ratio ?1.7, protein C, S and ATII deficiencies were diagnosed by
plasma activity levels less than 70%. 70% and 85% respectively.

Keywords: Factor V Leiden, Active protein C resistance, protein C,

protein S, Antithrombin III.
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