Sialidoza
Kod Orpha: 309294 Kod OMIM:

Opis choroby *

Definicja

Sialidosis is a lysosomal storage disease, belonging to the group of oligosaccharidoses or
glycoproteinoses, with a wide clinical spectrum that is divided into two main clinical subtypes:
sialidosis type | (see this term), the milder, non dysmorphic form of the disease characterized
by gait abnormalities, progressive visual loss, bilateral macular cherry red spots and
myoclonus, that presents in adolescence or adulthood (second or third decade of life); and
sialidosis type Il (see this term) the more severe, early onset form, characterized by a
progressive and severe mucopolysaccharidosis-like phenotype with coarse facies,
visceromegaly, dysostosis multiplex, and developmental delay. Bilateral macular cherry red
spots are also present. Sialidosis type Il has been further divided into congenital (with
hydrops fetalis), infantile and juvenile presentations.

Dane

Klasyfikacja
Grupa fenomenow

Kod ORPHA Kod OMIM Kod ICD10
309294 - E77.1

Kod ICD11
5C56.21
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Rozszerzony opis choroby

Brak opisu rozszerzonego dla tej choroby. Opracowanie w toku.



http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=309294
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