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Additional Information:

***Genetic counselors are available to discuss theS§
with health care providers at 1-800-345-GEN 4

The MTHFR enzyme is responsible for creating cifculating
form of folate. Folate is important in homocys regula-
tion. Defects in the MTHFR enzyme can j reci&y cause
elevated homocysteine levels. The C67 n in the
MTHFR gene can cause elevated homocysi
viduals with insufficient folateWp : ly when there
are two mutations present. The AI29 mhtation has not been
associated with elevated homogfsteineplfevels unless a C677T
mutation is also present Vvat@ed serum homocysteine levels
have been associated with cregsed risk of cerebrovasc-
ular disease, coronary asi Sease, myocardial infarction,
and venous thrombosis. , pregnancy complications
and an increased risk © open neural tube defects

have also been re ed.(Fhe relationship between these
conditions and MT ations is controversial.

: and B1l2 supplementation has been
suggested to homocysteine levels in some people. Folic

acid supp

is of the MTHFR gene was performed by PCR
ion followed by restriction analysis. The

. is highly accurate, but as in any laboratory test,
dpé diagnostic errors may occur. All test results must be
combined with clinical information for the most accurate
interpretation.
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