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Abstract

This study reports a case of Encephalocraniocutaneous Lipomatosis (ECCL) in a 9-month-old female
infant who presented with paroxysmal convulsions. Physical examination revealed pale yellow
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plaques and skin thickening in the right frontotemporal region, as well as a grayish-yellow raised
mass on the right conjunctiva. MRI examination demonstrated characteristic lesions, including dys-
plasia of the right cerebral hemisphere, a lipoma in the right petrous region, and an arachnoid cyst
in the right temporal pole. Based on these clinical manifestations and imaging findings, the patient
was clinically diagnosed with ECCL. Encephalocraniocutaneous Lipomatosis is an extremely rare con-
genital neurocutaneous syndrome characterized primarily by cutaneous, ocular, and central nerv-
ous system anomalies. Imaging examinations are of significant clinical value for the early diagnosis
and comprehensive assessment of ECCL patients, and clinicians should enhance their awareness of
this disease.
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Figure 1. Non-contrast cranial MRI upon admission
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Table 1. Moog’s revised diagnostic criteria for Encephalocraniocutaneous Lipomatosis [3]
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Table 2. Differential diagnosis of ECCL and common neurocutaneous syndromes
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