Mafucci’s syndrome

Mafucci’s syndrome, also known as: Kast’s disease, Kast’s syndrome, Maffucci-Kast syndrome.

Synonyms:
Achondromatosis with haemangiomata, chondrodysplasia angiomatosis syndrome, chondrodystrophyhaemangiomas syndrome; chondrodystrophy and vascular hamartoma syndrome, chondrodystrophy
with angiomatosis, chondrodystrophy with vascular hamartoma, cutaneous dyschondroplasiadyschromia syndrome, dyschondroplasia-angiomatosis syndrome, dyschondroplasia with
haemangioma, dyschondrodysplasia-haemangiomas syndrome; multiple enchondromatosis syndrome;
vascular hamartoma-dyschondroplasia syndrome.

Description:
Syndrome of enchondromas (benign tumours of cartilage), associated with multiple cavernous
haemangiomas. Sometimes the patients show pigmentation. Normal at birth; bone and cartilage
deformities appear during childhood in the years before puberty and the deformities increase during the
period of growth. Complications are pathological fractures and other disorders of nonossified cartilage
in the metaphyses and diaphyses of the long bones, chondrosarcoma and angiosarcoma. The skin and
bony elsions are asymmetrical and do not coincide anatomically. Usually, no history of pain;
orthostatic hypotension in sitting or standing position. Normal intelligence. Males are more frequently
affected. Both sexes affected. Most cases are sporadic, but some instances of familial occurrence have
been reported.
It was first described by Maffucci in 1881. In 1889, possibly unaware of Maffucci’s article, Alfred Kast
and Fredrich Daniel von Recklinghausen (1833-1910) reported another example of the same disorder.
Thereafter the condition was known by a variety of descriptive titles and by the conjoined eponym,
“Kast-Maffucci”. However, Kast’s name was soon abandoned and Maffucci’s syndrome is now the
accepted term. More than 100 hundre cases have been reported, including a series of 62 patients
reviewed by Anderson in 1965.
The centenary of Maffucci’s first description was commemorated in 1981 by Tilsley and Burden in a
paper in which Maffucci’s original captions were used in an account of a contemporary patient.
The Muaffucci syndrome is closely related to Ollier’s syndrome. See under Louis Xavier Édouard
Léopold Ollier, French surgeon 1830-1900.
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