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Abstract We report the case of a 52-year-old man with late-

onset dentatorubral-pallidoluysian atrophy (DRPLA). MRI

findings of late-onset DRPLA usually showed the involve-

ment of cerebral white matter lesions with high intensity on

T2-weighted images (WI), in addition to brainstem, globus

pallidus, and thalamus. But our patient did not present with

abnormal manifestation of white matter lesions of the cere-

brum. In addition, the appearance of pontine base was

remarkably similar to central pontine myelinolysis (CPM).

There is no reported case of DRPLA mimicking CPM in the

literature, while there is one previous report of CPM with

cerebellar ataxia without pyramidal tract involvement, and

CPM may exhibit cerebellar ataxia. Although there is differ-

entiation between CPM and DRPLA by the presence of the

atrophy of brainstem and cerebellum, the characteristic MRI

findings of pontine base may make it difficult to differentiate

CPM with cerebellar ataxia from DRPLA with inconspicuous

leukoencephalopathy. In such a situation, we should return to

the clinical history and background of a patient, and, if nec-

essary, DNA analysis should be performed for a definite

diagnosis.
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Abbreviations

DRPLA Dentatorubral-pallidoluysian atrophy

CPM Central pontine myelinolysis

WI Weighted images

Introduction

DRPLA is an autosomal dominant disease caused by CAG

triplet expansion in atrophin 1 gene [1]. Although the diag-

nosis of DRPLA is more frequent in Japan than Caucasian

populations, there may be more patients with DRPLA than

we have estimated [2]. Patients with late adult-onset DRPLA

are represented by spinocerebellar degeneration, character-

ized by cerebellar ataxia, choreoathetosis, and dementia.

MRI findings of late adult-onset DRPLA usually show the

involvement of cerebral white matter lesions with high

intensity on T2-weighted images (WI) and fluid-attenuated

inversion recovery images [3, 4], in addition to brainstem,

globus pallidus, and thalamus [3]. Moreover, there is the

atrophy of cerebellum, brainstem, and cerebrum [3]. To date

there has been no reported case of late adult-onset DRPLA

with unremarkable leukoencephalopathy and prominent

pontine base lesions in the literature, and we describe a

patient with DRPLA mimicking CPM.

Case report

We report the case of a 52-year-old man with late adult-

onset DRPLA who presented vertigo for 3 years and a

tendency to stagger during walking for 1 year. The patient
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did not have either siblings or children, and none of his

parents and other relatives had similar symptoms. Briefly

he had no verified family history of DRPLA. He had no use

of alcohol or illicit drugs. His general physical examination

revealed no abnormalities. On neurological examination,

however, his primary eye position was spontaneously

divergence, not accompanying restricted eye movement or

nystagmus. He had slurred speech. His muscle strength was

fully preserved with reduced muscle tone. There was

hypermetria and decomposition in all limbs, particularly

with asymmetrical disadvantage of right side in lower

extremities. He had an ataxic gait with difficulty on tandem

walking, with absence of Romberg sign. His deep tendon

reflexes were normal throughout without pathological

reflexes. Abnormal involuntary movement was not found.

His cognitive state was mildly impaired. MRI of the brain

revealed the atrophy of midbrain tegmentum and cerebel-

lum (Fig. 1). In addition, there was the central portion of

pontine base showing almost symmetrically low intensity

on T1-WI, and high intensity on T2-WI. In the cerebrum,

there was slightly diffuse atrophy and insignificantly

bilateral periventricular white matter lesions showed high

intensity on T2-WI, consistent with atherosclerotic changes

appropriately for his age. His diagnosis was confirmed by

DNA analysis revealing an expanded CAG repeat (17/59)

in atrophin 1 gene.

Discussion

Our patient had cerebellar ataxia and dementia, but not

choreoathetosis. He did not present with abnormal mani-

festation of cerebral white matter lesions typical of late

adult-onset DRPLA, but the appearance of pontine base

was remarkably similar to CPM. Both mild cognitive

impairment and no apparent choreoathetosis may reflect

Fig. 1 MRI T2WI (a axial at the level of pons, b at the level of

lateral ventricle) showing high intensity in the central pontine

base and bilateral periventricular white matter. c Sagittal T1WI

showing low intensity in the pontine base and atrophy of the

pontomesencephalic tegmentum and cerebellum. d Coronary FLAIR

images showing high intensity in the pons and bilateral periventric-

ular white matter
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that association cerebral cortex with globus pallidus or

luysian body was comparably preserved, in addition pro-

vide a presumption of mild leukoencephalopathy. CAG

repeat size in atrophin 1 gene shows an inverse correlation

with age of symptom onset and disease severity of DRPLA

[5], and his mild clinical phenotype is consistent with

relatively small expansion of CAG repeat (59 repeats).

There is one previous report of CPM with cerebellar ataxia

without pyramidal tract involvement, sparing brainstem

and cerebellum [6]. Neuropathological feature of CPM is

characterized by non-inflammatory demyelination affect-

ing pontocerebellar fibers to varying degrees [7]. Thus,

patients with CPM can exhibit cerebellar ataxia. Although

there is differentiation between CPM and DRPLA by the

presence of the atrophy of brainstem and cerebellum, the

characteristic MRI findings of pontine base may make it

difficult to differentiate CPM with cerebellar ataxia from

DRPLA with inconspicuous leukoencephalopathy. In such

a situation, we should return to the clinical history and

background of a patient, if necessary, DNA analysis should

be indicated for the definite diagnosis.
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