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INTRACTABLE EPILEPSY AND INBORN ERRORS OF METABOLISM

Masayosht NAGAQO, Shuji WAKAIT

Abstract Pediatric metabolic disorders have been selected that are most commonly associated with
selzures, and that are representative of this group of genetically determined disorders. The nervous
system 1s particularly vulnerable to these genetically determined conditions, and epilepsy is a common

manifestation of central nervous system involvement. The examples chosen in this article suggest
that some “idiopathic epilepsy” may in fact represent the clinical manifestation of an undiagnosed,

genetically determined metabolic disease.

The database system is helpful for identifying novel

metabolic disorders and leads to more direct and effective treatments of these conditions.

(Key Words : intractable epilepsy, inborn errors of metabolism, metabolic screening, genetic

diagnosis)
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Fig. 1 Pathogenesis of intractable epilepsy
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Table 3 Genetic dianosis and EEG findings in CTLN2
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