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Dear My Colleague;

Your patient was examined by fragment analysis (P-060-B2) with multiplex PCR and
capillary electrophoresis including the SMN 1 and SMN 2 genes in terms of
mitochondrial deletion-duplications after DNA isolation from peripheral blood and,
the following results were determined.

Result: Homozygous deletion was detected in the 7th and 8th exons of the SMN1 gene
analyzed by MLPA in your patient and, SMN2 gene copy number (2 copies) was
considered normal.

Comments: This finding is consistent with SMA. Family cooperation is recommended. Spinal
muscular atrophy (SMA), is an autosomal recessive disease characterized by progressive
degeneration of lower motor neuron and anterior horn cells. Homozygous deletions in the
SMN1 gene are responsible for the etiology of the disease most frequently (95-98%), and
point mutations are responsible for the second frequency (2-5%). SMN2 copy number has
prognostic value in SMA patients.

Regards,
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