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MLH1 Hypermethylation/BRAF Mutation

MLH1 Hypermethylation/BRAF Mutation

Result Summary Method

NEGATIVE MLH1 METHYLATION/NO BRAF MUTATION
IDENTIFIED

Result
Provided diagnosis: colorectal adenocarcinoma
Methylation status: Negative for MLH1 promoter

hypermethylation
BRAF status: Wild-type

Interpretation

These results do not provide evidence for the
somatic/epigenetic inactivation of MLH1. Together with the loss
of MLH1 protein expression in this patient's tumor, these results
suggest the presence of a germline mutation.

Germline testing of the MLH1 gene (CGPH / Custom Gene
Panel, Hereditary) on an additional blood sample should be
considered, if not already performed. Please contact the
Genomics Laboratory 1-800-533-1710 for more information
regarding germline testing for MLH1.

A genetic consultation may be of benefit.

Specimen

Tissue, Tumor

Tissue ID
1234

Laboratory Notes

Microscopic examination was performed by a pathologist only to
identify areas of tumor for enrichment by macrodissection. A
PCR based assay was used to test tumor DNA for the presence
of MLH1 promoter hypermethylation and tumor DNA for the
presence of the VBOOE (Val600GIu) mutation in the BRAF gene.

Disclaimer 1

Test results should be interpreted in the context of clinical
findings, family history, and other laboratory data. If results
obtained do not match other clinical or laboratory findings,
please contact the laboratory for possible interpretation.
Misinterpretation of results may occur if the information provided
is inaccurate or incomplete.

Rare polymorphisms exist that could lead to false-negative or
false-positive results.

A negative result does not rule out the presence of the V6OOE
mutation that may be present but below the limits of detection
for this assay (approximately 10%).
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1) This test was developed and its performance characteristics determined by Mayo Clinic in a manner consistent with CLIA requirements. This test has not been cleared or

approved by the U.S. Food and Drug Administration.
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