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Maple Syrup Urine Disease, Type 1B ( BCKDHB ), 3 Variants

ARUP test code 2013730

Maple Syrup Urine Disease, Specimen

Maple Syrup Urine Disease, Allele 1

Maple Syrup Urine Disease, Allele 2

Maple Syrup Urine Disease, Interp

whole Blood

c.1114G>T *

Negative

See Note

Indication for testing: Carrier screening or diagnostic testing
for maple syrup urine disease type 1B.

Positive: One pathogenic variant, c.1114G>T, was detected in the
BCKDHB gene; therefore, this individual is at least a carrier of
maple syrup urine disease type 1B. At-risk family members should
be offered testing to determine carrier status for the
identified variant. This individual's reproductive partner
should be offered carrier screening for the disorder. Genetic

counseling is recommended.

This result has been reviewed and approved by

H=High, L=Low, *=Abnormal, C=Critical
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BACKGROUND INFORMATION: Maple Syrup Urine Disease, Type 1B
(BCKDHB), 3 Vvariants

CHARACTERISTICS: Maple syrup urine disease (MSUD), type 1B is a

metabolic condition caused by a deficiency of branched-chain

alpha-ketoacid dehydrogenase that typically presents with

symptoms of irritability, poor feeding, lethargy, intermittent

apnea, and a characteristic maple syrup odor of the urine within

the first few days of Tife. If Teft untreated, symptoms

typically progress to coma and death in infancy.

INCIDENCE: 1 in 50,000 in Ashkenazi Jewish individuals.

INHERITANCE: Autosomal recessive.

CAUSE: BCKDHB pathogenic variants.

VARIANTS TESTED: p.R183P (c.548G>C), p.G2785 (c.832G>A), p.E372X

(c.1114G>T).

CLINICAL SENSITIVITY: 99 percent in Ashkenazi Jewish

individuals; unknown in other ethnicities.

METHODOLOGY: Polymerase chain reaction (PCR) and fluorescence

monitoring.

ANALYTICAL SENSITIVITY AND SPECIFICITY: Greater than 99 percent.

LIMITATIONS: Variants other than those tested will not be

detected. Diagnostic errors can occur due to rare sequence

variations.

This test was developed and its performance characteristics
determined by ARUP Laboratories. It has not been cleared or
approved by the U.S. Food and Drug Administration. This test was
performed in a CLIA-certified laboratory and is intended for
clinical purposes.

Counseling and informed consent_are recommended for genetic
testing. Consent forms are available online.

VERIFIED/REPORTED DATES

Procedure Accession Collected Received Verified/Reported

Maple Syrup Urine Disease, Specimen 26-155-103309 00/00/0000 00:00 00/00/0000 00:00 00/00/0000 00:00

Maple Syrup Urine Disease, Allele 1 26-155-103309 00/00/0000 00:00 00/00/0000 00:00 00/00/0000 00:00

Maple Syrup Urine Disease, Allele 2 26-155-103309 00/00/0000 00:00 00/00/0000 00:00 00/00/0000 00:00

Maple Syrup Urine Disease, Interp 26-155-103309 00/00/0000 00:00 00/00/0000 00:00 00/00/0000 00:00
END OF CHART
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