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Recently, the homozygote state for the thermolabile variant of the MTHFR gene (C677T)
has been identified as a determinant of elevated homocysteine levels which are known

to be a risk factor for arterial and thrombotic vascular disease. To determine whether
this variant increases the risk of thrombosis, we analyzed the prevalence of the C677T
substitution in the MTHFR gene in 94 patients with thrombosis and in 95 unmatched
controls. Although homozygosly for he mutation was found in 12 (12.8%) of the patients
with thrombosis and in only six (6.3%) of the control subjects, the difference in the
prevalence of the homozygous mutant genotype between patients and healthy subjects
was not statistically significant. Key words: methylenetetrahydrofolate reductase, MTHFR, .
C677T mutation, thrombosis, hyperhomocysteinemia, thermolabile enzyme.

Elevated plasma levels of homocysteine appear to be a risk factor for arterial
disease and for venous thrombosis. One of the metabolic pathways for
homocysteine involves the enzyme methylenetetrahydrofolate reductase
(MTHFR), which is responsible for the conversion of homocysteine to methionine.
Frosst et al'. recently reported a C to T substitution at nucleotide 677 of the
MTHFR gene that converts an alanine to a valine residue. Later, it was reported
that homozygosity for the mutation was associated with a three-fold increase
in the risk for premature cardiovascular disease?. Individuals homozygous for
the thermolabile variant of the MTHFR gene due to this substitution have
significantly elevated plasma homocysteine levels which may account for one
of the genetic risk factors of arterial disease'. However, the risk for thrombotic
vascular disease remains controversial. We have, therefore, evaluated the
importance of the C6677T mutation in Turkish patients with thrombosis.

Material and Methods

Analysis of the MTHFR 677 C-T substitution was performed as previously
described!. Genomic DNA was isolated from peripheral blood by standard
methods3. A fragment of the MTHFR gene was amplified by polymerase chain
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