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[ Abstract] Objective To analyze clinical characteristics of Kennedy disease. Methods A total of 16 patients with
Kennedy disease who were treated in the First Affiliated Hospital of Zhengzhou University from May 2017 to November 2020
were retrospectively selected, and the clinical data of the patients were collected, including general information, laboratory test
results, neurophysiological examination result, MRI examination result, androgen receptor (AR) genetic testing result. Spearman
rank correlation analysis was used to explore the correlation between the number of repeats of the CAG sequence in the first
exon and the age of onset and creatine kinase (CK) level. Results All the 16 patients were male, the mean age at onset was
(40.8 £ 10.5) years old, the average disease duration was (6.0 =4.7) years, and 5 cases had a family history of disease. The main
clinical manifestations were limb weakness, muscular atrophy and bulbar paralysis, often accompanied by androgen insensitivity
syndrome, muscle bundle tremor and endocrine dysfunction. CK level examination was performed in 15 patients, of which 11
had elevated CK. Sex hormone testing was performed in 14 patients, of which 8 had elevated luteinizing hormone, 9 had elevated
pituitary prolactin, 5 had elevated estradiol, 1 had elevated testosterone. Blood lipid index detection was performed in 15 patients,
of which 3 had elevated total cholesterol, 11 had elevated triacylglycerol, 4 had decreased high density lipoprotein. Blood routine
examination was performed in 15 patients, of which 3 had normocytic normochromic anemia. Electromyography was performed in
15 patients. Among them, 13 patients showed delayed latency of partial motor nerves, slowed conduction velocity, and decreased
amplitude; 12 patients showed conduction velocity and decreased amplitude of partial sensory nerves; typical neurogenic lesions

was seen in all patients. Muscle atrophy, fat deposition and hyperintensity of fat suppression were seen in both 2 patients with MRI
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examination of lower extremity muscles. The AR gene detection results of 16 patients showed that the CAG sequence repeats in the

first exon ranged from 43 to 64 times. The results of Spearman rank correlation analysis showed that the number of CAG sequence

repeats in the first exon was negatively correlated with the age of onset (r,=-0.559, P=0.024) , but had no linear correlation with

the level of CK (r,=0.269, P=0.333) . Conclusion Kennedy disease is mainly manifested as limb weakness, muscle atrophy,

often accompanied by breast development, limb tremor, fasciculation, and endocrine dysfunction. The more repeats of the CAG

sequence in the first exon, the earlier the patient’s age of onset.
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Figure 1 MRI images of both lower limbs in patients with Kennedy disease
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Figure 2 Correlation between the number of repeats of CAG sequence in

the first exon and the age of onset in patients with Kennedy disease
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Figure 3 Correlation between the number of repeats of CAG sequence in

the first exon and CK level in patients with Kennedy disease
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