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A 70-year-old Caucasian man presented to our 

clinic with left arm and hand weakness noticed 

suddenly upon awakening one week prior. 

Associated symptoms included numbness and 

tingling of the left hand in a median nerve 

distribution. His family history was significant for 

amyotrophic lateral sclerosis (ALS) in a male 

relative. Social history revealed that the patient had 

served in the Korean war while in the military. He 

recalled that during military physicals, deep tendon 

reflexes could not  be elicited. Physical exam 

findings included thenar atrophy and decreased grip 

strength of the left hand. Sensation of the left hand 

remained intact. Tinel’s sign was positive at the level 

of the left wrist. The patient was diagnosed with left 

carpal tunnel syndrome and initial treatment 

consisted of nighttime splints, NSAIDs and home 

exercises. There were no signs of improvement after 

four weeks and the patient was referred to an 

orthopedic surgeon. EMG studies revealed severe 

bilateral median and ulnar nerve neuropathies, 

consistent with bilateral carpal and cubital tunnel 

syndromes.  A new symptom of neck pain prompted 

a MRI of the cervical spine which was significant 

only for a 2 mm anterolisthesis at the level of C3-4. 

Left carpal and cubital tunnel releases were 

performed but symptoms progressed and new 

complaints of weakness in the remaining extremities 

emerged. Physical exam confirmed bilateral upper 

extremity weakness. Strength in lower extremities 

was 5/5, but thigh muscle atrophy was evident. There 

were no tremors but fasciculations were present. 

Cranial nerves were intact. Sensation, gait  and 

Babinski’s were normal. Romberg test was positive 

and finger-to-nose testing was inconclusive due to 

weakness. Deep tendon reflexes were absent.

Diagnosis of neuromuscular diseases can be 

challenging for physicians. The diagnosis is often 

delayed as initial symptoms often mimic other 

common conditions. Symptoms of lower motor 

neuron disease, such as muscle weakness and 

atrophy, in males with gynecomastia and testicular 

atrophy should raise suspicion for Kennedy’s 

Disease.

Kennedy’s Disease (KD), or Bulbospinal 

Muscular Atrophy, is a rare, X-linked recessive 

neuromuscular disease (1). Signs of KD usually 

appear between the ages of 20-40 years, but the 

diagnosis has been made in men between the 

second and eighth decades of life (4).

The diagnosis of Kennedy’s Disease in this case was 

complicated by symptoms of LMN disease co-existing with 

those of carpal and cubital tunnel syndromes. KD is caused by 

a mutation in the AR gene which results in dysfunctional  

androgen receptors. Impaired androgen receptors interfere 

with a cell’s ability to utilize circulating testosterone and further 

impair vital functions of the nucleus, which results in cell 

death. Common signs of KD include sensory loss, muscle 

weakness and atrophy.  Bulbar signs such as dysphagia, 

dysphonia, and difficulty chewing are common at presentation. 

KD disease is slowly progressive but the life span can be 

relatively normal (4). The cause of  death is often aspiration (3).

KD is usually diagnosed clinically based on history and 

physical exam findings similar to those described in this 

patient. In patients with symptoms of KD, a family history of 

ALS or other neurodegenerative disease in a male relative is 

particularly suggestive of the diagnosis. An elevated CK level 

also supports the diagnosis. KD can be confirmed with DNA 

testing of the AR gene (5).

Currently, there is no known treatment or cure for KD. 

Therapy modalities can be helpful in treating symptoms while 

OT with a  focus on feeding and mobility can help preserve 

functional independence. Braces, walkers and wheelchairs 

often prove crucial (4). 

Kennedy Disease should be included in the differential 

diagnosis of males presenting with LMN findings such as 

bulbar and extremity muscle weakness, atrophy and 

hyporeflexia in the setting of gynecomastia and testicular 

atrophy.  Emerging evidence suggests that there may also be 

extra-neuronal components of this disease (5). Increased 

awareness of KD may lead to earlier diagnosis. 

Case Description (cont.)

Lab analysis revealed normal ESR, CRP, B12, aldolase 

and RPR values. The CK level was slightly elevated at 470. A 

neuromuscular disorder was suspected and the patient was 

referred to a neurologist. 

Prior to seeing the neurologist, the patient sustained a fall 

and required hospitalization for a pneumothorax and rib 

fractures. Inpatient neurology workup included MRI studies of 

the brain, cervical and thoracic spine which were 

nonrevealing. The neurologist noted additional physical exam 

findings of gynecomastia and testicular atrophy. The 

combined physical exam findings, along with a family history 

of ALS and an elevated CK level led to a diagnosis of 

Kennedy’s Disease. 

Once stable, the patient was transferred for inpatient PT, 

OT and ST. He experienced minimal benefit due to progressive 

weakness of both upper extremities. Bulbar and extremity 

muscle weakness progressed and the patient  became 

wheelchair bound.  Oropharyngeal dysphagia contributed to 

development of aspiration pneumonia and severe hypoxia.  

The patient was subsequently transitioned to hospice care 

and died from complications related to aspiration pneumonia.
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