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Duchenne/Becker Muscular Dystrophy (DMD) Deletion/Duplication
ARUP test code 2011235

Duchenne/Becker MD (DMD) DelDup Specimen whole Blood
Duchenne/Becker MD (DMD) DelDup Interp Duplication *

Section 79-1 of New York State Civil Rights Law requires
informed consent be obtained from patients (or their Tlegal
guardians) prior to pursuing genetic testing. These forms must
e kept on file by the ordering physician. Consent forms for
genetic testing are available at www.aruplab.com. Incidental
findings are not reported unless clinically significant but are
available upon request.

Background information for Duchenne/Becker Muscular Dystrophy
(DMD) Deletion/Duplication:
Characteristics: Symptoms of Duchenne muscular dystrophy (DMD)
usually begin before age 6 and include fatigue, Tearning
difficulties, muscle weakness (beginning in 1egs and pelvis),
progressive d1ff1cu1ty walking with wheelchair needed at
approximately 12 years and breath1n% difficulties and heart
disease by age 20 years. Symptoms of Becker muscular dystrophy
(BMD) are similar to DMD but start Tater and progress at a
slower rate. Dilated cardiomyopathy has been observed in nearly
all affected males and many female carriers of DMD and BMD.
%nciﬂence: DMD: 1 in 3,500 male births, BMD: 1 in 19,000 male
irths.
Inheritance: X-linked; de novo mutations occur in one-third of
cases.
Penetrance: Males: 100 percent. Females: Varies with
X-chromosome inactivation.
Cause: Pathogenic DMD mutations.
Clinical Sensitivity: DMD: 55-75 percent, BMD: 75-90 percent.
Methodology: Multiplex ligation-dependent probe amplification
(MLPA) to detect Targe exonic deletions/duplications.
Analytical Sensitivity and Specificity: Greater than 99 percent.
Limitations: DMD base pair substitutions, small
deletions/duplications, deep intronic, and regulatory region
mutations will not be detected. Breakpoints for large
deletions/duplications will not be determined. Diagnostic errors
can occur due to rare sequence variation.

This test was developed and its performance characteristics
determined by ARUP Laboratories. It has not been cleared or
approved by the US 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.

H=High, L=Low, *=Abnormal, C=Critical

Unless otherwise indicated, testing performed at: Patient: Patient, Example
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VERIFIED/REPORTED DATES

Procedure Accession Collected Received Verified/Reported
Duchenne/Becker MD (DMD) DelDup Specimen 22-102-113590 4/12/2022 1:51:00 PM 4/12/2022 1:51:18 PM 4/14/2022 2:58:00 PM
Duchenne/Becker MD (DMD) DelDup Interp 22-102-113590 4/12/2022 1:51:00 PM 4/12/2022 1:51:18 PM 4/14/2022 2:58:00 PM
END OF CHART

H=High, L=Low, *=Abnormal, C=Critical

Patient: Patient, Example

Unless otherwise indicated, testing performed at: 3
ARUP Accession: 22-102-113590

} } Patient Identifiers: 01234567890ABCD, 012345

AR LASORNIORES | 10022 2707 | i o
! ’ Page 2 of 2 | Printed: 7/20/2022 7:10:33 AM

Jonathan R. Genzen, MD, PhD, Laboratory Director



