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INTRODUCTION

Leukoencephalopathies are diseases characterized by
degeneration of the white matter of the central nervous
system (CNS).

Most leukoencephalopaties are hereditary diseases of
childhood; however, they can also present in adulthood, with
a progressive, incurable course, resembling degenerative
disorders of the CNS.

The etiology of adult-onset leukoencephalopaties remains
unknown in about 30-50 % of cases.




AIMS AND METHODS

* In this study, we report the clinical and radiologic features of 9
adult patients with leukoencephalopaty primarily affecting the
cerebellum and brainstem, or ‘infratentorial
leukoencephalopathy’ (ITL), and eventually diagnosed with
ECD.

« All patients were initially followed up at a Neurologic Hospital,
and were eventually diagnosed with ECD based on typical
imaging findings at Tc99m bone scintigraphy and compatible
histology.




REPRESENTATIVE CLINICAL CASE
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LEUKOENCEPHALOPATHIES with
PROMINENT INFRATENTORIAL INVOLVEMENT:
DIFFERENTIAL DIAGNOSIS
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HISTIOCYTOSES AND CNS
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INFRATENTORIAL LEUKOENCEPHALOPATHY
RELATED TO HISTIOCYTOSIS: DIAGNOSIS
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CONCLUSIONS

« ECD emerges as a cause of adult-onset ITL, a finding with
relevant diagnostic and therapeutic implications.

e Brain involvement causing ITL may predate the clinical
onset of systemic manifestations of ECD.

* Investigations aimed at unveiling ECD are indicated in all
patients with ITL, even in the absence of typical ECD
manifestations.

 Diagnosing ECD enables therapeutic strategies in patients
with adult-onset leukoencephalopathy, an otherwise
untreatable, chronically degenerative condition.
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