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Abstract

A 30 year old male presented with insidious onset of painless swellings in tendons over 20 years, with
learning difpculty, tremors, progressive instability of gait and frequent falls. There was no similar
illness in family. On examination, there was prm, non tender, nodular swelling Achilles, patellar and
tricep tendon, clubbing of pngers. The Mini Mental Status Examination score was 16/30. Plantar
response was extensor. There was cerebellar signs with nystagmus, truncal titubation, ataxic gait
and intentional tremors. Cranial MRI showed bilateral hyperintensities in dentate nucleus, globus
pallidus, periventricular white matter on FLAIR/T2 sequences, and diffuse cerebral and cerebellar
atrophy. The patient was diagnosed as having cerebrotendinous xanthomatosis based on the clinical
and radiological features. As cerebrotendinous xanthomatosis benept from therapy and progress of

the disease is preventable, the case illustrates the need for early diagnosis.

INTRODUCTION

Cerebrotendinous xanthomatosis (CTX) is a rare
disorder with autosomal recessive inheritance,
characterized by accumulation of cholestanol and
cholesterol, predominantly in the brain, spinal
cord, peripheral nerves, tendons, lungs, liver and
kidneys. Juvenile cataract, mental retardation,
cerebellar ataxia and swelling of the tendons are
the most prominent features of this disease.'?
Early diagnosis is important, as patients benept
from therapy and the progress of the disease can
be prevented.*We present clinical and radiological
features of a 30 year old male with CTX, which
is rare in the Indian population.*®

CASE REPORT

A 30 year old male reported in the neurology
out patient station with complaints of insidious
onset of painless, gradually increasing swellings
along the course of both achilles and patellar
tendons over last 20 years. Similar swelling was
noted for last 10 -11 years over left elbow region.
The patient had history of irritable behavior
and poor scholastic performance with learning
difpculty. He dropped out from school after
seventh standard. There was history of tremors
along with progressive instability of gait, so that
he was unable to walk on uneven surface for last
8-10 years. This difpculty in walking increased
markedly for last 2 years, resulting in frequent

falls. He also had progressive diminution of
vision in both eyes due to cataract, for which
he was operated in right eye, about a year back.
There was history of frequent attacks of diarrhea
(3-4 times a month) during childhood. He was
youngest of four siblings. There was no history
of consanguinity or similar illness in family.

On examination, prm, non tender, nodular
swelling, ranging from 5-8 cm in diameter were
present on achilles and patellar tendon bilaterally,
and tricep tendon on the left side (Figure 1, 2).
Clubbing of pngers was present bilaterally.

The cardio-thoracic and abdominal examination
was clinically normal. Patient was fully conscious,
alert, cooperative but mentally retarded (IQ = 64).
He had a Mini Mental Status Examination score of
16/30. Right eye was aphakic with normal fundus.
Media of left eye was hazy due to cataract. Motor
examination revealed normal motor power with
brisk tendon jerks. Plantar response was extensor.
Bilateral cerebellar signs including gaze evoked
nystagmus, truncal titubation, ataxic gait and
intentional tremors were present.

The hematological and biochemical prople
including hepatorenal, pancreatic and lipid
prople was normal. The ECG tracing showed T
wave inversion in lead 11l and aVF with features
suggestive of right ventricular hypertrophy (tall
R wave in V1). The nerve conduction studies
and electromyography was normal. Cranial MRI
was done on Sigma 1.5 T Gemson system where
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