SYNDROME IN QUESTION

Do you know t!is syndrome?”

Vocé conhece esta sindrome?
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CASE REPORT

IDENTIFICATION: female, 29 years old, single.

MEDICAL HisTORY: progressive reduction of body fat beginning at the age
of eleven, after presenting symptoms of intestinal infection.

DERMATOLOGIC EXAMINATION: symmetrical loss of body fat in the face,
trunk, upper and lower limbs, with an aspect of muscular hypertrophy (Figures
1 and 2). Yellowish and hard nodules, some painful, in the thighs, arms and
buttocks were also present.
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COMPLEMENTARY TESTS: blood count, fasting glucose, electrolytes, normal
liver and kidney function, normal glycemic levels (fasting = 71, 30min = 124;
60min = 124; 120min = 119mg/dL), absence of glycosuria on urinalysis,
unaltered thyroid and abdominal ultrasound; anti-peroxidase antibody 9.3 U /1
(normal up to 34U / 1), nonreactive ANA (antinuclear factor); normal dosage of
C3; HIV and hepatitis serology were negative. (]

FIGURE 2: Symmetrical loss
of body fat involving the
trunk, buttocks, thighs and
arms, giving an appearance
of muscular hypertrophy
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DISCUSSION

The Barraquer-Simons syndrome, also called progressive partial
lipodystrophy or cephalothoracic lipodystrophy, was described by Barraquer in
1906 and Simons in 1911." It is characterized by progressive and symmetrical loss
of subcutaneous tissue in craniocaudal direction, starting on the head and
progressively involving the trunk, arms and legs up to the thighs. However, arms
and legs are rarely affected. The onset of the disease a often occurs in the first
and second decade of life, predominantly affecting females.”

The etiology of this syndrome remains unknown. Although considered an
acquired form of lipodystrophy often associated with viral infections, the disease
has also been recently linked to mutations in the gene encoding the nuclear
lamina protein (lamin B2- LMNB2).’ In 2006 Hegele et al. analyzed eight patients
with the Barraquer-Simons syndrome, finding in four of them a mutation in this
gene.’ Other studies show that some patients with this syndrome have altered
levels of C3, consistent with the presence of a nephritic factor, which increases
the consumption of C3 and reduces its synthesis. In vitro studies demonstrate
that the nephritic factor also has a lipolytic effect, what explains the
lipodystrophy in these patients.’

The major differential diagnoses of the syndrome are other forms of
lipodystrophy, particularly congenital partial lipodystrophy and lipodystrophy in
AIDS patients undergoing antiretroviral therapy.® However, metabolic disorders

such as glucose intolerance, dyslipidemia and diabetes are frequent in these
diseases, while in the Barraquer-Simons syndrome they are uncommon.’

The Barraquer-Simons syndrome is classified into three subtypes: subtype
I, associated with panniculitis; subtype II, associated with systemic diseases,
especially hypothyroidism, dermatomyositis, dermatitis herpetiformis, systemic
lupus erythematosus, leukocytoclastic vasculitis, mesangiocapillary
glomerulonephritis; subtype III or idiopathic, which represents more than 50%
of the cases and is not associated with systemic diseases.® The patient described
did not show associated co-morbidity, being classified as Barraquer-Simons
syndrome subtype III.

Treatment options are mostly indicated to correct facial lipoatrophy; facial
reconstruction techniques have been used to restore lost facial contours, such as
fat grafting or filling with polylactic acid or polymethylmethacrylate.” In more
severe cases of lipodystrophy, especially those with metabolic alterations,
recombinant leptin has been used, a hormone secreted by fat cells responsible
for regulating glucose metabolism and storing fat cells."

In this paper we report a case of Barraquer-Simons syndrome with onset
in puberty and which is not associated with systemic disorders. Apart from
lipodystrophy, the patient presented with hardened areas on the arms, thighs and
buttocks; histological examination confirmed the diagnosis of calcinosis, an
uncommon finding in these patients. U
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