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Congenital slalidosis [s a rare disease resulting from the absence of neurominidase
and presenting with hydrops fetalis, hepatosplenomegaly, dysmorphic features,
vacuolated lymphocytes and extensive vacuo!ation of the connective tissue. Elevated
levels of sialooligosaccharides in the urine is characteristic. We describe a newbomn
baby with congenital slalidosis and discuss the difticulties in reaching the diagnosis.
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Sialidosis in hereditary lysosomal storage disease which results from the absence
of neurominidase. The absence of the enzyme leads to the accumulation of sialic
acid in tissues and in urine. However, more than one clinical subtype is
associated with abnormalities of neurominidase deficiency. The inheritance
pattern is autosomal recessive.

The congenital form of this disease is extremely rare and presents with hydrops
fetalis during pregnancy. We herewith present a case of congenital sialidosis

who died in the early neonatal period.

Case Report

The baby boy was the first product of non-consanguineous parents delivered
vaginally at 36 weeks of gestational age after an uncompilicated pregnancy.
During prenatal follow-up, hydrops fetalis was diagnosed at 26 weeks of
gestational age and an amniocentesis was performed. There was no blood group
incompatibility and syphilis, toxoplasmosis, rubella, cytomegalovirus, herpesvirus
and parvovirus serology were negative. The chromosomal analysis revealed 46XY
genotype without any numeric or major structural abnormality. The fetus was
evaluated as non-immune hydrops fetalis of unknown etiology.

* From the Neonatology Unit, Department of Gynecology and Obstetrics, Istanbul University
Istanbul Faculty of Medicine, [stanbul. :

*« Associate Professor of Pediatrics, Istanbul University istanbut Faculty of Medicine.
s+ pediatrician, Istanbul University istanbul Faculty of Medicine.
»exs Professor of Pediatrics, Istanbul Universily Istanbul Faculty of Medicine.

«s»» professor of Histology, Istanbul University Istanbul Facully of Medicine.












Volume 40 Congenitat Sialidosis 451
Number 3

band in the urinary thin layer chromatography and was confirmed by the more than.
12-fold increase in the levels of sialic acid in the 24-hour urine. A definite diagnosis
of sialidosis requires showing the deficiency of neurominidase activity in the fibroblast
culture® 3-8, This investigation could not be performed due to technical difficulties.
However, since the elevated levels of sialic acid in the urine is also definitive for
diagnosis, the patient was evaluated as having congenital sialidosis?.

Since a relative of the mother had died with similar findings, a prenatal diagnosis
of this patient might have been made’ 8. However, it was only after the baby was
born that a detailed history was taken from the family which revealed this connection.
Sialidosis and other storage diseases are rare causes of nonimmune hydrops fetalis;
however, they should be kept in mind when evaluating a baby with hydrops fetalis.
Detailed health histories are of paramount importance in this regard.
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