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Erythropoietic Protoporphyria

National Cancer Institute

Source
National Cancer Institute. Erythropoietic Protoporphyria. NCI T hesaurus. Code C84698.

A rare congenital metabolic disorder characterized by an inborn error of porphyrin-heme

biosynthesis. It is caused by deficiency of the enzyme ferrochelatase. Signs and

symptoms include painful cutaneous photosensitivity leading to blistering and scarring of

the exposed skin areas, erythrodontia, red discoloration of urine, hemolytic anemia, and

splenomegaly.

Qeios   ·   Definition, February 8, 2020

Qeios ID: XLL2MW   ·   https://doi.org/10.32388/XLL2MW 1/1

https://www.qeios.com/read/definition/95303#reviews
https://ncit.nci.nih.gov/ncitbrowser/ConceptReport.jsp?dictionary=NCI_Thesaurus&ns=ncit&code=C84698

	Erythropoietic Protoporphyria
	Source


