
INTRODUCTION hyperthyroidism and hypertension was admitted 
Spinal and bulbar muscular atrophy (SBMA), also for hypertensive urgency in a regional hospital. 
known as Kennedy's disease, is an X-linked His blood pressure was well-controlled with 
neuromuscular disorder caused by a trinucleotide antihypertensive medication and was clinically 
(CAG) repeat expansion in the androgen receptor euthyroid. He complained of having difficulty in 
(AR) gene on the X chromosome. The affected walking upsta i rs and squat t ing, which 
individuals develop weakness, atrophy and progressively worsening for the past 20 years. 
fasciculations in the limb and bulbar muscles during This was associated with the twitching of facial 
adulthood as well as a loss of sensory function in the muscle, difficulty in speaking and worsening 
distal extremities due to degeneration of the dorsal tremors over the outstretched hands. He worked as 
root ganglia. They can present with features of a librarian and had two kids. His maternal uncle 
androgen insensitivity, such as oligospermia, had similar presentations which were not 

1  investigated before. gynaecomastia, and erectile dysfunction.
Physical examinations revealed myokymia of face The disease manifests as trinucleotide (CAG) repeat 
with quivering chin phenomenon, fasciculation of expansion in the androgen receptor (AR) gene 
tongue, dysarthria in speech, bilateral intentional resulting in an expansion of the polyglutamine tract. 
tremors and proximal weakness of bilateral The effect of this expansion is likely an androgen-
shoulders and pelvic region with a power of 4/5, the dependent toxic gain of function in the mutant protein 

2 presence of waddling gait and bilateral in the CAG repeat disorders.  The disease has been 
gynecomastia. Other neurological examinations reported across many different ethnic groups, with an 
revealed normal reflexes, tone, sensation, joint estimated prevalence of about 1 in 40 000. Normal 
position sense, extraocular movement and cranial individuals have repeat lengths between 11 and 36 
nerves with the absence of cerebellar signs. Thyroid CAGs, and the disease will occur when the repeat 

3 function test and HbA1C were within the normal length increases to between 38 and 62 CAGs.  
range. The CK level was raised at 2896 IU/L. Neurological symptoms typically develop during the 
Muscle biopsy revealed features suggestive of fourth or fifth decade of life, but the onset ranges from 
mixed neurogenic change with inflammatory ages 18 to 64. The length of the CAG repeat in the AR 
myopathy. Nerve conduction study and EMG gene correlates inversely with the age of disease onset, 

4 showed chronic axonal neuropathy worse in lower with longer repeats associated with earlier onset.
than upper limb and generalised changes with giant 
motor units with no spontaneous activity and CASE PRESENTATION
findings consistent with Kennedy Disease.A 44-year-old gentleman who is a known case of 

Kennedy's disease, or X-linked spinal and bulbar gynaecomastia. The neurophysiological studies 
muscular atrophy, is an inherited X-linked are consistent with chronic axonal neuropathy and 
degenerative disorder. We report a case of a 44- suggestive of Kennedy Disease. (Rawal Med J 
year-old gentleman who is presented with 201;43:258-259).
progressive proximal myopathy, wasting and Key words: Kennedy's disease, CAG repeat 
fasciculation of tongue, masseter, face, disorder, proximal myopathy
pharyngeal to bilateral hand tremor and 
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are likely to be misdiagnosed with another muscular 
disease. Kennedy's Disease mimics Amyotrophic 

5lateral sclerosis (ALS) and polymyositis.  Our 
patient had proximal myopathy, twitching of facial 
muscle ,  tongue fasc icula t ion,  b i la tera l  
gynecomastia with raised CK level and the findings 
from nerve conduction study and EMG. 
Muscle cramps are often reported as a first symptom, 
but muscle weakness and action tremor are also 
common leading to the difficulty in walking and the 
tendency to fall.  Affected patients may become 
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