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ABSTRACT: Spinal muscular atrophy is genetic disorder in which anterior horn cells in spinal cord
and motor nuclei of brain stem are progressively lost. The mechanism is defect in programmed cell
death, wherein the deletion of cells (A normal process during gestation) continues after birth. We are
reporting a case of 25 month old male with spinal muscular atrophy type 2.

25 month old male presented with generalized hypotonic born at term gestation, product of
non-consanguineous marriage, with developmental delay.

On examination muscular atrophy was present in bilateral lower limbs, generalised hypotonia
present. Deep tendon reflexes absent. Power grade 3 in lower limbs and grade 4 in upper limbs.
Genetic study showed deletion of exon 7 & 8 of SMN1 gene. EMG showed neurogenic pattern of
fibrillation.
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INTRODUCTION: DISCUSSION: Spinal muscular atrophy is characterized by degeneration of motor
neuron in anterior cells and motor nuclei in brainstem. SMA is of three types and associated with
homozygous deletion of survival motor neuron gene in 5q 13.[12] The childhood SMA are important
cause of mortality and morbidity with incidence of 1in 6000-10000 live births.[3!

SMA is classified into three types; in type 1 severe generalized hypotonia is present. Muscle
mass is thin. Deep tendon stretch muscle reflexes are absent. Patients with type 1 SMA presents in
first 6 month of life. More than 65% die by 2 years.!4]

Type 2 characterized by progressive weakness of muscles. Patients with this type are able to
suck, swallow in early infancy, confined to wheelchair by school years.4]

Type 3 is mildest form of SMA shows progressive weakness proximal in distribution involving
shoulder girdle. Patient are ambulatory. Longevity can extend well into middle adult life.[4]

DIAGNOSIS: EMG will show spontaneous discharges (fibrillation, fasciculations) at rest.[5l The serum
creatine kinase is usually normal. Deletion in survival motor neuron (SMN1) gene is identified in 92%
of all classical SMA patients.![6]

TREATMENT: No medical treatment is able to delay the progression. Valproic acid can be given as it
increases SMN 2 protein and sodium butyrate may slow the progression but do not alter the course of
disease in all patients.”]
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Fig. 1: Showing Atrophy of Fig. 2: Showing Atrophy
Muscles in Lower Limbs of Intercoastal Muscles
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