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Abstract
Spinal muscular atrophy is a genetic disorder characterized by weakness and wasting (atrophy) in muscles used for movement

(skeletal muscles). It is caused by a loss of specialized nerve cells, called motor neurons that control muscle movements. Mutations

in the SMN1 gene cause all types of spinal muscular atrophy. Here we report a 61-year old patient from the Republic of North Macedonia, who was diagnosed with Spinal muscular atrophy type 4. He was admitted to University Clinic in Skopje because of muscle

weakness in both legs, without a clear beginning and with slow progression. Muscle weakness was the reason for difficulties in performing basic activities, such as going down the stairs. The finding of EMG was an indicator of a chronic, partial, neurogenic lesion

with primary axonal suffering. The magnetic resonance of the spine detected easy-degree, degenerative changes in the lumbosacral
part with the initial formation of spondylophytes. Last, but not least, molecular genetic analysis showed the absence of the SMN1
gene in a homozygous state (0 copies SMN1) and the presence of increased copy number of SMN2 pseudogene (> 5 copies SMN2).

This finding confirmed the acute form of adult spinal muscular atrophy (type 4). By presenting this case, we have tried to get you
more closely to the importance of this rare neuromuscular disease.
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Introduction
Spinal muscular atrophy type IV (SMA4) is an adult-onset, a mild

form of SMA. It is a rare disease with a prevalence of 1/300,000.
SMA4 is usually manifested in the second or third decade of life.

According to the definition, it is a motor neuron disease, accompanied by proximal muscle weakness with lower motor neuron features [1,2]. SMA4 is s a rare genetic neuromuscular disorder that

results in progressive muscle weakness and atrophy. Generally, it

is a fatal disease due to the involvement of the respiratory muscles

leading to respiratory failure [3]. However, the presence of sensory
and sphincter abnormalities and signs of the upper motor neuron
should raise suspicion of other associated conditions [4].

Case Report

А 61-year old patient was admitted to University Clinic in Skop-

je, Republic of North Macedonia because of muscle weakness in

both legs, without a clear beginning and with slow progression.

Muscle weakness was the reason for difficulties in performing ba-

sic activities, such as going down the stairs. The rough motor power
of the upper and lower limbs was reduced, indicated on proximal

muscles. In addition to this, it was noticed reduced reflex responses
of arms and lost reflex responses of the legs. Otherwise, there were

visible fasciculations of the left deltoid muscle, after percussion

provocation. Gowers’ sign was positive. Furthermore, a high value
of creatinine kinase was observed, with a value of 289 U / L (range
22 U/L to 198 U/L). The patient gave data that all male members

of his family were/are with weak legs. Other diseases observed in
the patient were Diabetes mellitus type 2 and hyperlipidemia. Con-

cerning the findings of electromyography, it registered polyphase,
prolonged, low voltage motor unit action potentials in both thighs

at voluntary contractions, as well as high-voltage motor unit action
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potentials in all remaining muscles in the arms and legs. Clearly,

tral nervous system (CNS) using intrathecal injection for four initi-

nance of the spine detected easy-degree, degenerative changes in

third. After that, a maintenance dose is given every four months [8].

this finding of EMG was an indicator of a chronic, partial, neurogenic lesion with primary axonal suffering. The magnetic resothe lumbosacral part with the initial formation of spondylophytes.
At L5-S1 level, dorsal protrusion of the intervertebral disc with

compression of the dural saccus, the neural openings and the cauda were detected. Last, but not least, molecular genetic analysis
showed the absence of the SMN1 gene in a homozygous state (0

copies SMN1) and the presence of increased copy number of SMN2

pseudogene (> 5 copies SMN2). This finding confirmed the acute
form of adult spinal muscular atrophy (type 4). Genetic testing was
recommended.

Discussion

Spinal muscular atrophy is a rare neuromuscular disease that is

characterized by degeneration of the frontal horn cells in the spinal

al loading doses; the first three loading doses are given at 14-day

intervals, while the fourth loading dose is given 30 days after the

Conclusion

By presenting this case, we have tried to emphasize and get you

more closely to the importance of this rare disease. Molecular genetic testing, as well as treatment, are the key factors for halting the
progression of the symptoms of this disease.
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