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Sindrome de Chanarin-Dorfman

Chanarin-Dorfiman Syndrome
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Figura 1. Grandes vacuolos lipidicos citoplasmaticos nos neutrofilos
sugerindo sindrome de Chanarin-Dorfman. Sangue periférico,
coloragdo por Leishman, aumento X 1000

Figura 2. Proeminentes vacuolos citoplasmaticos nos neutrofilos.
Sangue periférico, coloragdo por Leishman, aumento X 1000
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A sindrome de Chanarin-Dorfman ¢ uma doenga rara autos-
sOmica recessiva, que pode estar associada a ictiose, caracteriza-se
pela presenga de goticulas lipidicas intracelulares em células dos
mais variados tecidos, especialmente nos queratinocitos e granulo-
citos. Mutagdes no gene ABHDS5, que codifica uma proteina da
esterase/lipase/subfamilia tioesterase, tém sido identificadas como
o principal motivo da desordem. As manifestagdes extracutaneas
sdo heterogéneas, tanto em intensidade quanto em caracteristicas. O
envolvimento sistémico pode incluir hepatoesplenomegalia, catara-
tas de dupla face, retardo de crescimento, miopatia, ataxia e perda
auditiva neurossensorial bilateral. ) Desde os primeiros relatos da
sindrome,” apenas 30 pacientes foram descritos na literatura, a
maioria proveniente de paises do Oriente Médio.? O diagndstico é
confirmado pela presenga de goticulas lipidicas em granulécitos de
sangue periférico.?)

Descritores: Ictiose; Erros inatos do metabolismo lipidico;
Sindrome; Granulocitos

Abstract

Chanarin-Dorfman syndrome is a rare autosomal recessive
disease that may be associated with ichthyosis and is characterized by
the presence of intracellular lipid droplets in the cells of many different
tissues, in particular in keratinocytes and granulocytes. Mutations in
the gene that encodes the ABHDS protein of the esterase/lipase/
thioesterase subfamily have been identified as the main cause of the
disorder. The extracutaneous manifestations are heterogeneous, both
in intensity and characteristics. Systemic involvement may include
hepatosplenomegaly, double-sided cataracts, growth retardation,
myopathy, ataxia and bilateral sensorineural hearing loss. V' Since
the first reports of the syndrome ¥ only 30 patients have been described
in the literature, mostly from Middle Eastern countries.”’ The diagnosis
is confirmed by the presence of lipid droplets in granulocytes of
peripheral blood.”
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