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Rapid DNA Extraction REPORTED: 04/21/11 03:54 P

Comment Genomic DNA was 

extracted.

MCR

UGT1A1 Gene, Known Mutation REPORTED: 04/22/11 10:04 A

UGT1A1 Gene, Known 

Mutation

MCR

The following mutation was identified in the UGT1A1 gene: heterozygous
*6 G>A (c.211G>A, p.G71R)

UGT1A1 Gene, Known 

Mutation Interp

MCR

Heterozygosity for the *6 polymorphism is associated with carrier
status for UGT1A1-dependent unconjugated hyperbilirubinemia and
decreased UGT1A1 activity, but would not be expected to cause marked
unconjugated hyperbilirubinemia.

Reviewed by Dennis J. O'Kane, Ph.D. MCR

This test was developed and its performance characteristics
determined by Laboratory Medicine and Pathology, Mayo Clinic.
It has not been cleared or approved by the U.S. Food and Drug
Administration.
Bidirectional DNA sequence analysis was used to test for
the presence of a specific mutation(s) in the UGT1A1 gene
which was previously identified in an affected family
member of this individual.
The presence of UGT1A1 mutations does not necessarily
confirm a diagnosis of unconjugated hyperbilirubinemia.
Clinical correlation is recommended.
A genetic consultation may be of benefit.
CAUTIONS:
Rare polymorphisms exist that could lead to false negative
or positive results. Test results should be interpreted in
the context of clinical findings, family history, and other
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laboratory data. Large deletions or rearrangements are not
detected by this assay, and these may affect UGT1A1
protein expression, and the ability to conjugate bilirubin.

UGT1A1 Known 

Mutation Sequencing

Performed Sequencing MCR
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200 First Street SW   Rochester, MN 55905

PATIENT NAME ORDER STATUS COLLECTION DATE AND TIME

REPRINT Page 2 of 2

TESTING, 89396 04/21/11 02:06 PFinal

Specimen receipt and report times are in CST/CDT


