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Huntington Disease Analysis REPORTED 09/04/2012 10:48
Specimen Blood MCR
Specimen ID 1038636 MCR
Order Date 20 Aug 2012 11:18 MCR
Reason for Referral MCR

Possible diagnosis of Huntington disease (HD). Test for the
presence of an expansion in the HTT gene.
Method MCR
A PCR based assay was utilized to detect CAG repeat
expansions in exon 1 of the HTT gene. We estimate that the
number of CAG repeats is correct to within +/- 5%.
Normal: <27
Intermediate: 27-35
Reduced penetrance: 36-39
Full penetrance: >39

Result MCR
CAG repeat: 18 and 20 (Normal)
Interpretation MCR

This result suggests that this individual is very unlikely
to have Huntington disease (HD). To date, alterations other
than CAG expansions in the HTT gene have not been associated
with HD. This result does not rule out the diagnosis of
other inherited neurodegenerative disorders that have
overlapping clinical features with HD.

A genetic consultation may be of benefit.

CAUTIONS:

Test results should be interpreted in context of clinical
Ffindings, family history, and other laboratory data.
Misinterpretation of results may occur if the information
provided is inaccurate or incomplete.

Rare polymorphisms exist that could lead to false negative
or positive results. |If results obtained do not match the
clinical findings, additional testing should be considered.

Bone marrow transplants from allogenic donors will interfere
with testing. Call Mayo Medical Laboratories for
instructions for testing patients who have received a bone
marrow transplant.

Laboratory developed test.
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