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ABSTRACT

Huntington’s disease (HD) is a rare neurodegenerative disorder
characterized by progressive degeneration of GABAergic neurons in the
basal ganglia, leading to subcortical dementia, behavioral disturbances,
and involuntary choreiform movements. Diagnosis is confirmed through
molecular testing for CAG repeat expansions. While no cure exists,
treatment focuses on symptomatic relief via pharmacological, physical,
and psychosocial interventions. This report presents a case of a 50-year-
old male with typical HD features supported by imaging and genetic
testing.
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INTRODUCTION

Huntington’s disease (HD) is a neurodegenerative disorder with
autosomal dominant inheritance, caused by expanded CAG trinucleotide
repeats in the HTT gene on chromosome 4 [1,2]. Repeat counts above
36 are pathogenic, while 27-35 repeats represent an intermediate,
potentially unstable range. The mean onset age is 30-50 years [3]. In Asia,

HD is underdiagnosed due to social, cultural, and infrastructural barriers
[4].
CASE REPORT

A 50-year-old male presented with a two-month history of involuntary,
stress-exacerbated, irregular movements and behavioral changes.
Symptoms progressed to functional decline, speech disturbances, and
forgetfulness. There was no history of substance use or other neurological
symptoms. Family history revealed a pattern suggestive of autosomal

dominant inheritance.

On examination, the patient showed chorea involving the face, limbs, and
trunk, along with speech and gait abnormalities. MRI findings showed
bilateral caudate nucleus atrophy and ventricular enlargement. Genetic

testing confirmed 41 CAG repeats in one allele.
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The patient received genetic counseling and was started on 2. MRI (T2) showing caudate nucleus atrophy

tetrabenazine with scheduled follow-ups.

3. MRI (Coronal T2) confirming striatal changes

Figures: 4. MRI (Axial T1) supporting HD diagnosis

1. Family pedigree indicating autosomal dominant

inheritance

Figure 1. Family tree of patient showing Autosomal Dominant pattern inheritance.

Figure 3. MRI brain (T2 weighted coronal section) shows head of bilateral caudate

nuclei with mild atrophied ex-vacou mid dilatation.
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Figure 4. MRI brain (T1 weighted axial section) shows head of bilateral caudate nuclei with mild atrophied ex-

vacou mid dilatation of frontal horns of lateral ventricle.

DISCUSSION

HD typically begins with cognitive and psychiatric symptoms,
followed by choreiform movements. This patient presented
with concurrent motor and cognitive signs. Suicide risk is

elevated in HD, necessitating early counseling [3].

The HTT gene’s CAG expansion leads to toxic protein
aggregation. Full penetrance occurs with >40 repeats.
Anticipation, especially via paternal inheritance, results in

earlier onset in successive generations [2].

Diagnosis involves MRI and confirmatory genetic testing,
both of which may be delayed in resource-limited settings.
There is no cure; symptomatic treatments like tetrabenazine

and psychiatric support remain the mainstay [5].

Prevalence is significantly lower in Asia, possibly due to
under diagnosis [6,7]. This case underlines the need for

awareness and improved diagnostic access [8,9].
CONCLUSION

This case highlights classic clinical and radiological features
of HD in a middle-aged male with a suggestive family
history. Timely diagnosis, symptomatic treatment, and
multidisciplinary care are critical. Genetic counseling and

long-term support are essential components of care.
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