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Doença de Madelung: A Importância da Identificação do Fenótipo
Madelung’s Disease: The Importance of Phenotype Identification
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Madelung’s disease (MD), also known as multiple 
symmetric lipomatosis, is a rare lipid metabolic disorder 
characterized by the presence of painless, symmetric, non-
-encapsulated fatty deposits in the subcutaneous layer, re-
sulting in a typical phenotype.1-3 MD preferentially affects 
Mediterranean adult males and there appears to be an as-
sociation with alcohol abuse.1-3 While there are limited re-
ports suggesting a monogenic cause, the precise etiology 
of the disease remains unclear.1-3 Several hypotheses have 
been proposed, including mitochondrial dysfunction and ca-
techolamine-induced lipolysis.1-3

A 78-year-old female with a medical history of metabolic 
syndrome, hyperuricemia, nontoxic goitre, and a history of al-
coholism, was admitted to the Internal Medicine Department 
with COVID-19 infection and respiratory failure. During the 
physical examination, the patient, who was obese, exhibited 
diminished breath sounds in both lungs. Her appearance was 
dysmorphic, displaying a muscular build with limited and pro-
truding masses symmetrically distributed on the body surfa-
ce, primarily in the neck, shoulder girdle, proximal upper limbs 
and trunk (Fig. 1). A computed tomography (CT) scan revealed 
symmetric lobulated subcutaneous fatty deposition in a cen-
tripetal distribution (Fig. 2). The thyroid gland showed only one 
17 mm nodule. All laboratory results, including thyroid hor-
mones, were normal. Based on these findings, the previous 
diagnosis of goitre was considered incorrect, and a diagnosis 
of Madelung's disease was made. 
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Figure 1: Picture of the patient suffering from Madelung’s di-
sease type Ic, affecting the neck, shoulder girdle, upper arms 
and trunk.
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Figure 2: Cervical thoracic computed tomography (coronal and sagittal view), showing fat deposits in the neck, scapular girdle and 
thoracic region.


