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Summary. Biopsy and autopsy findings in a girl who died 
at 7% months after having suffered from progressive 
axial hypotonia, myoclonus, EEG changes and retarded 
psychomotor development. Inclusions consisting of 
lamellar profiles, situated in membrane-bound cytosomes 
were found mainly in astrocytes, but also in neurones 
and in axons of peripheral nerves. Lipofuscin bodies 
were also increased in number. 

The patient belongs in the same category as cases 
studied by Towfighi et al. (1975) and Martin et 
al. (1977). Etiology and pathogenesis of this syndrome 
remain unknown. It is suggested, however, that 
the pathological changes observed might have been 
caused by the administration soon after birth of 
anti-epileptic dmgs (diphenylhydantoin, clonazepam 
and nitrazepan). 
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lntroduction 

Towfighi et al. (1975) described two siblings 
with mental retardation, hypotonia and generalized 
seizures. Diagnosis of encephalopathy with astrocytic 
"residual" bodies was established microscopically. 
Non-specific alterations in peripheral nerves were also 
present. Martin and collaborators later described 
in more detail another case with peripheral nerve 
pathology, leading us to  suggest a pathogenesis 
of the lesions different from that suggested by the 
previous authors. 

Materials and methods 
Case hístory 

The patient weighed 29803 at birth to parents 
which were not consanguinous. No other members of 
the family were known to suffer from neurological 
or storage diseases. She was born by cesarean section 
after an unremarkable'7s month pregnancy. At birth 
she had muscular hypotonia and.diffuse erratic myoclonic 
seizures. The EEG showed alternating periods of marked 
suppression interrupted by bursts of high voltage 
and an asynchronous sharp activity including spikes 
and slow waves. 

Further neurologic examinations (at 1 and 2 months 
of age) revealed a severe delay in psychomotor 
development, an  axial hypotonus and peripheral 
hypertonus. The EEG pattern remained unchanged. 
The optic fundi appeared normal. A general physical 
examination revealed moderate hepatomegaly. 
Laboratory determinations were al1 normal except 
for a slight elevation in G O T  and GPT. When the 
patient was 6% months old a muscle and nerve biopsy 
were taken and dermal fibroblasts were cultured. 







Encephalopa th y with astro citic lamellar bodíes 

Fig. 3. Swollen astrocytic cytoplasm with cytosomes, two of which contain straight or curved lamellar profiles. x 16,200 



Encephalopa th y wíth astrocitic lamellar bodies 

Fig. 4. Higher magnification of astrocytic cytosomes. Cytosome on the upper left contains curved profiles; the two other 
cytosomes contain straight and curved lamellae and ring-like structures. x 31,700 










