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An autopsy case of type II Gaucher disease in whom the importance

of respiratory control was confirmed
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Abstract

A boy of type II Gaucher disease was first admitted to our hospital at the age of 4 months, ac-
companied with opisthotonus, hepatosplenomegaly and unfavorable weight gain. At the age of 6
months, massive milk aspiration-related suffocation occurred. Artificial respiratory control and
artificial surfactant administration transiently improved the respiratory state, and extubation was
performed. However, subsequently, milk aspiration was repeated, and tracheotomy was per-
formed at the age of 7 months. From 9 months of age, seizure and apnea attack was observed
frequently, he was definitively diagnosed with this disease at the age of 10 months. However, he
died of respiratory failure immediately before the start of enzymatic substitution therapy.
Autopsy on the same day revealed a large number of Gaucher cells in the pulmonary alveolus,
whereas Gaucher cells were slightly scattered in the brain. In all layers of the cerebral cortex,
most neurons had exfoliated. However, there was no deciduation in the brainstem. The patho-
logical findings of the lung suggested that repeated aspiration pneumonia has brought on the in-
filtration of Gaucher cells in the alveolar cavity. In patients with type II Gaucher disease, it may
be important to prevent aspiration by starting active respiratory control in the early phase.

Key words : Type II Gaucher disease, infant, autopsy, aspiration, respiratory control



