
We report a 32-years-old woman diagnosed with macrodystrophia lipomatosa. In addition to the typical abnormality of the limb 
(right lower extremity), lesions were seen in the abdominal wall and breast. This is a rare case in which the hypertrophied lipoma-
tous tissue extends into the abdominal wall and breast. Thus, our case adds to the understanding and diagnosis of this disease.
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Macrodystrophia lipomatosa is a rare nonhereditary developmen-
tal malformation that mainly affects fibro-adipose tissue. Clinically, 
it manifests as gigantism affecting one or more digits of the hand 
or foot. [1] In 1925, it was first described by Feriz as the localized 
gigantism of the lower limb. [2] Here, we report a case of mac-
rodystrophia lipomatosa affecting the entire right lower limb with 
extension of hypertrophied fatty tissue into the abdominal wall 
and breast. This is the first time such a case has been documented 
worldwide. 

A 32-years-old woman was born with an abnormally elongated and 
thickened right leg, a condition that progressively worsened. The 
patient complained that she was unable to walk and her knee was 
flexed. Physical examination revealed that in addition to the right 
leg, there was a palpable mass in the right abdominal wall and the 
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left breast (Figure 1A). X-ray examination showed that pelvis was 
deflected, cortex of femur, fibula and tibia of the right leg was rough 
and hypertrophied. Moreover, osseous prominences were seen on 
the proximal ends, and the patella was not visible. The bones of the 
right foot were irregular, and the joints were obscured (Figure 1B). 

Computed tomography angiography (CTA) showed that the vessels 
of right leg were smooth but abnormally elongated and thickened, 
without malformed vessel cluster. Muscles of right leg were atro-
phied with obviously thicken adipose tissue (Figure 1C). Based on 
the above clinical manifestations and examination results, a pri-
mary diagnosis of macrodystrophia lipomatosa was made. Amputa-
tion, volume reduction and liposuction were performed to manage 
the lesions. During operation, extremely thickened subcutaneous 
adipose tissue and many thickened vessels were seen, and part of 
the muscles presented with fat degeneration. Histological examina-
tion revealed hyperplastic fibro-adipose tissue, which was similar 
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Unilateral macromelia occurs in many cases such as lymphedema, 
lymphangioma, neurofibromatosis, and Klippel-Trenaunay-Weber 
syndrome.[3] In general, the clinical history and a thorough physi-
cal examination can help distinguish these entities. The above dis-
eases cause thickening of local or total unilateral limb but elonga-
tion of limb. The present case is most likely to be macrodystrophia 
lipomatosa based on the clinical presentation. Histopathologically, 
macrodystrophia lipomatosa is characterized with benign fibro-
fatty infiltration involving the soft tissues of the distal arm of leg, 

similar to this case. However, unlike previous reports, the present 
case manifested with extensive and huge lesions. In addition, the 
abdominal wall and breast were also involved, which is different 
from former studies.[4] Histopathological features of this case are 
similar to those of congenital infiltrating lipomatosis (CIL), a rare 
congenital disease diagnosed during infancy, while CIL always in-
volves the face but not limbs. [5] It is worth mentioning that, so far, 
none has reported cases of macrodystrophia lipomatosa involving 
the abdominal wall and breast. Therefore, our case adds to the un-
derstanding and diagnosis of this disease. 
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between the left breast and right abdominal wall. Part of the mus-
cles were infiltrated by adipocytes, with intramuscular fatty hyper-
plasia, muscle fiber degeneration and loss of striation (Figure 1D). 
Combined with the pathological results, she was diagnosed with 
macrodystrophia lipomatosa, which extended into the abdominal 
wall and breast. No adverse events were observed post-operation, 
and the patient was satisfied with the operation outcomes.

Figure 1: (A) Clinical photographs of the patient. (B) X-ray of 
right lower limb. (C) CTA of right lower limb. (D) Representative 

histology image of the specimens of all the lesions.
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