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MTHFR (METHYLENE TETRAHYDROFOLATE REDUCTASE) GENE MUTATION, 

QUALITATIVE PCR

TEST CONDUCTED

(Real Time PCR)

RESULTS

C677T A1298C

Not Detected Homozygous mutation detected

Interpretation

 ------------------------------------------------------------------------------------
| RESULT                                | COMMENTS                                   |
|---------------------------------------|--------------------------------------------|
| Homozygous mutation detected          | Both copies of the gene carry mutation     |
|---------------------------------------|--------------------------------------------|
| Heterozygous mutation detected        | One copy of the gene carries mutation      |  
|---------------------------------------|--------------------------------------------|
| Not Detected                          | Mutation  not detected                     |                          
 ------------------------------------------------------------------------------------

Note

1. This assay detects the mutation C677T and A1298C in MTHFR.

2. This is an in-house developed assay

3. Test conducted on Whole blood

4. Genetic counseling available.

Comments

Homozygous mutation for MTHFR (Methyltetrahydrofolate reductase) is associated with 

hyperhomocysteinemia which is an independent risk factor for Stroke, Myocardial infarction, Peripheral 

arterial disease and venous thrombosis. Indian studies suggest that heterozygosity for MTHFR C 677T is 

also associated with elevated homocysteine levels. MTHFR C677T or A1298C carriers are not at 

increased risk for thrombosis in the absence of hyperhomocysteinemia. Homozygous MTHFR C 677T or 

A1298C carriers are at increased risk for hyperhomocysteinemia if they become deficient in vitamins B 6, 

B12 or folic acid. Hyperhomocysteinemia is a relatively weak risk factor for both venous thromboembolism 

and arterial thrombosis. According to ACMG guidelines there is growing evidence that MTHFR 

polymorphism testing has minimal clinical utility and, therefore should not be ordered as a part of a routine 

evaluation for thrombophilia.
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Dr Anand Chandrasekaran Annan

MD (American Board of Pathology)

PhD (Molecular & Cellular Pathology)     

HOD - Oncopathology

Dr Atul Thatai

PhD, Biotechnology

HOD Molecular Diagnostics                       

NRL - Dr Lal PathLabs Ltd

             -------------------------------End of report --------------------------------

IMPORTANT INSTRUCTIONS

*Test results released pertain to the specimen submitted .*All test results are dependent on the quality of the sample received by the Laboratory . 

*Laboratory investigations are only a tool to facilitate in arriving at a diagnosis and should be clinically correlated by the Referring Physician .*Sample 

repeats are accepted on request of Referring Physician within 7 days post reporting.*Report delivery may be delayed due to unforeseen 

circumstances. Inconvenience is regretted.*Certain tests may require further testing at additional cost for derivation of exact value. Kindly submit 

request within 72 hours post reporting.*Test results may show interlaboratory variations .*The Courts/Forum at Delhi  shall have exclusive 

jurisdiction in all disputes/claims concerning the test(s) & or results of test(s).*Test results are not valid for medico legal purposes. * Contact 

customer care Tel No. +91-11-39885050 for all queries related to test results.

(#) Sample drawn from outside source.
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