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Porphyria 

Seven types of porphyria are recognized . The light sensitivity in the six types with cutaneous lesions is caused by wavelengths that are absorbed by the porphyrin molecule. These wavelengths lie in the 400-nm range, representing long-wave ultraviolet light (UVA) and visible light . 
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In erythropoietic porphyria , a very rare disease that typically develops during infancy or childhood, recurrent vesiculobullous eruptions in sun-exposed areas of the skin gradually result in mutilating ulcerations and scarring. It is inherited in an autosomal recessive pattern . Hypertrichosis and brown-stained teeth that fluoresce are additional features . 
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In erythropoietic protoporphyria, the usual reaction to light is erythema and edema followed by thickening and superficial scarring of the skin. In rare instances, vesicles are present that may resemble those seen in hydroa vacciniforme {93,94,95}. It is an autosomal dominant disorder that results from a mutation in the gene that codes for ferrochelatase, which is the final enzyme in the heme synthesis chain . The protoporphyrin is formed in reticulocytes in the bone marrow and is then carried in circulating erythrocytes and in the plasma. When a smear of blood from a patient is examined under a fluorescence microscope, large numbers of red-fluorescing erythrocytes are observed. The protoporphyrin is cleared from the plasma by the liver and excreted into the bile and feces {97}. It is not found in the urine. In rare instances, fatal liver disease develops quite suddenly, usually in persons of middle age {9B} but occasionally in patients only in the second decade of life . 
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In porphyria variegata, different members of the same family may have either cutaneous manifestations identical to those of porphyria cutanea tarda or systemic involvement analogous to acute intermittent porphyria, or both, or the condition may remain latent {95, 101}. The presence of protoporphyrin in the feces distinguishes porphyria variegata from porphyria cutanea tarda . Also, a sharp fluorescence emission peak at 626 nm is specific for the plasma of porphyria variegata {1 03,104}. 
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Three forms of porphyria cutanea tarda can be distinguished: sporadic, familial, and hepatoerythropoietic . In the sporadic form, only the hepatic activity of uroporphyrinogen decarboxylase is decreased. Almost all patients are adults, and no clinical evidence of porphyria cutanea tarda is found in other members of the patient's family. Although the sporadic form can occur without any precipitating factor, in most instances, in addition to the inherited enzymatic defect, an
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acquired damaging factor to liver function is needed. The damaging agent most commonly is ethanol, but iron supplements, estrogen treatment, and hepatitis are also implicated {1 06, 1 07}. 
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In the familial form, a dominantly inherited disorder, in addition to the hepatic activity, the extrahepatic activity of uroporphyrinogen decarboxylase is decreased to about 50% of normal. The enzymatic activity usually is determined on the erythrocytes. The familial form may occur at any age, including childhood, and often, but not always, there is a family history of overt porphyria cutanea tarda. A reliable laboratory method for the diagnosis of the porphyrias is now provided by molecular genetics . 
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In the very rare hepatoerythropoietic form, the skin lesions appear in childhood and the activity of uroporphyrinogen decarboxylase in all organs is decreased to 
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