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Kennedy disease: a case report and a systemic review of research in China
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[Abstract] Objective To report a case of Kennedy disease confirmed by gene diagnosis and to retrospectively
reviewed the clinical features of genetically-confirmed patients with Kennedy disease in China. Methods The clinical data
of this patient from our hospital were collected. Two electronic databases (Wanfang Data and CNKI) were searched using
keywords “Kennedy disease” and “X-linked recessive hereditary amyotrophy of spinal cord and medulla oblongata” from
Jan. 2007 to Dec. 2017. And a total of 63 articles (170 cases) were finally identified, including one case reported by us. The
clinical data and biochemical indicators of Kennedy disease in China were summarized and analyzed. Results All the
170 patients were male. The average age of onset was (39.12410.21) years old in 164 patients with described age of onset,
mainly ranging 30-50 years old, and the average age of treatment was (48.04+8.94) years. We also noticed that the age of
onset was negatively correlated with the number of CAG repeats in 161 patients (= —0.272, P=0.001). In 170 Kennedy
disease patients, the most common symptoms were proximal weakness of the lower extremities (93 cases, 54.71%), followed
by weakness of limbs (38 cases, 22.35%). With the progression of the disease, 93 (54.71%) patients had breast development
and/or decreased sexual function; and 143 (84.12%) patients had atrophy and fibrillation of tongue muscles, but no obvious
drinking water choking was found in the literature. The main signs of lower motor neuron were mild muscle atrophy,
fascicular fibrillation, mild muscle degeneration, especially the proximal limb, with diminished or disappeared tendon reflex.

We also noticed that 91.18% (155/170) of the patients had increased creatine kinase. Some patients had diabetes, elevated
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blood lipids, thyroid dysfunction and/or mild liver dysfunction. Conclusion The diagnosis of suspected Kennedy disease

patients can be confirmed by genetic tests with the deep understanding of the disease by physicians and the popularization of

genetic examination, although there have been no effective methods for treatment of Kennedy disease.

[Key words] Kennedy disease; gene determination; clinical presentation; laboratory examination
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