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Congenital erythropoietic porphyria (Glnther disease) : the diagnosis
confirmed by a marked increase of urinary type | porphyrins

Masao Kondo", Ryoichi Kamide®, Masahiro Ishizuka®

1) Department of Human Sciences, Tokyo City University, Tokyo
2) Department of Dermatology, Tokyo Jikei-kai Medical University, Tokyo
3) Department of ALA center, Cosmo Oil Co Ltd, Tokyo

Abstract : Congenital erythropoietic porphyria (CEP; Giinther disease) is an autosomal recessive
inborn error of heme biosynthesis which results from a 80-90% decreased activity of
uroporphyrinogen I synthase (UROS), the fourth enzyme of the heme biosynthetic pathway.
The enzyme deficiency leads to excessive production, accumulation and excretion of predominantly
type I porphyrins, which clinically induce very severe cutaneaous photodermatosis mostly in
association with hemolytic process.

We found the case of a 33-year-old woman who had the clinical profile suggestive of cutaneous
type porphyria (ex: severe photodestruction of the face, hands, and fingers, and the red urine). Then,
we have analyzed the isomers of the urinary porphyrins using high-performanced liquid
chromatography. As a result, the congenital erythropoietic porphyria that became the 36th
example in Japan was found.

Key words : congenital erythropoietic porphyria, uroporphyrin type I isomer, HPLC, photosensitivity
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