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Patient information

Mr.Prabhas kumar

Patient Name:

Referral Reason: Clinical suspicion for DMD/BMD.

Hemizygous deletion of exons 45 - 49 detected in the DMD gene of this individual.

Test Result:

The presence of hemizygous deletion of exons 45-49 in DMD gene is consistent with the diagnosis

for Becker muscular dystrophy (BMD).

Interpretation

Probe distribution ratio for 10162673
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Recommendations:

e  Genetic Counselling and clinical correlation is recommended

Methodology:

Multiplex Ligation-dependent probe amplification (MLPA) method is used for detection of deletion and
duplication in 79 exons on DMD gene using SALSA MLPA probe mix available from MRC (Holland).
Coffalyser.Net software is used for data analysis. The exon numbering used in this P034-B2 DMD-1 and
P035-B1 DMD-2 product description is the exon numbering from the RefSeq transcript NM_004006.2,
whichis identical to the LRG_199 sequence.

Introduction to DMD/BMD:

Muscular dystrophies are a group of genetic conditions characterized by progressive muscle weakness and
wasting (atrophy). The Duchenne and Becker types of muscular dystrophy are two related conditions that
primarily affect skeletal muscles, which are used for movement, and heart (cardiac) muscle. These forms of
muscular dystrophy occur almost exclusively in males.

Duchenne and Becker muscular dystrophies have similar signs and symptoms and are caused by different
mutations in the same gene. The two conditions differ in their severity, age of onset, and rate of progression. In
boys with Duchenne muscular dystrophy, muscle weakness tends to appear in early childhood and worsen
rapidly. Affected children may have delayed motor skills, such as sitting, standing, and walking. The signs and
symptoms of Becker muscular dystrophy are usually milder and more varied. In most cases, muscle weakness
becomes apparent later in childhood or in adolescence and worsens at a much slower rate.
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Both the Duchenne and Becker forms of muscular dystrophy are associated with a heart condition called dilated
cardiomyopathy. Signs and symptoms of dilated cardiomyopathy can include an irregular heartbeat
(arrhythmia), shortness of breath, extreme tiredness (fatigue), and feet. Mutations in the DMD gene cause the
Duchenne and Becker forms of muscular dystrophy which provides instructions for making a protein
called dystrophin, located primarily in skeletal and cardiac muscle.

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.

Disclaimer:

o Test results should be interpreted in the context of clinical findings, family history, and other laboratory data.
Errors in our interpretation of results may occur if information given is inaccurate or incomplete.

e This test doesn’t detect SNPs in the DMD gene.

¢ Although all precautions are taken while conducting these tests, there is a standard error rate of approximate
1% in all genetic tests and this should be taken into consideration before any clinical decision.

e It is presumed that the specimen used to perform the test belongs to the patient specified above, such
verification having been carried out at the collection level of sample.

e Diagnostic errors can occur due to rare sequence variations. Regulatory region mutations, large gene
deletions/duplications and some deep intronic mutations will not be detected.
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