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Hypophosphatasia is a rare (1/100,000), inherited Inborn error of metabolism
characterized by low serum and tissue alkaline phosphatase activities resulting In
skeletal abnormalities. Four clinical forms are recognized depending on the age of
dlagnosis. Since treatment is not available and the prognosis is always lethal, detection
of index cases and prenatal dilagnosis in subsequent pregnancies is very important.
Here we report a case with the most severe form of hypophosphatasia associated
with lung hypoplasia. Key words: neonatal, hypophosphatasia.

Hypophosphatasia is an inherited disorder of bone mineralization characterized
by decreased alkaline phosphatase (ALP) enzyme activity. A wide range of
~ presentations has been described, however the disorder can be classified into
four forms according to the age of onset of clinical manifestations. This
classification as neonatal, infantile, childhood and adult forms of the disease,
also has prognostic implications. Infants affected with the severe congenital form
cannot survive beyond the neonatal period’.

Here we report a case with neonatal hypophosphatasia who died from early
respiratory insufficiency.

Case Report

The patient was the third child of consanguineous parents who were first cousins.
Their first child had been healthy and the second child had been delivered stillborn
with multiple anomalies. There was no definite information about the existence
of hypophosphatasia in that fetus. The family history revealed no other cases
with skeletal abnormalities.
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Since impaired mineralization occurs in utero, ultrasonographic diagnosis is
possible in neonatal hypophosphatasia. The diagnosis may be considered in
the presence of polyhydramnios, very low echogenicity of all bones and the sign
of the prominent falx cerebri, skeletal deformities, abnormal measurements of
the bones and small thorax®. Currently, ultrasound scanning seems informative
and more available than enzymatic and molecular studies in our country.

In conclusion, this fatal disorder, although very rare, is one that should be taken
into consideration in the newborn when manifest craniotabes, respiratory distress,
or short and bowed limbs are present. Radiographic changes and low ALP levels
confirm the diagnosis. The presence of an index case indicates the need for
more careful prenatal diagnostic evaluation of subsequent pregnancies.
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