Investigation of Cutaneous Porphyria Investigation of Neurologic Porphyria

Urine Porphyrin Screening Test (120980) Porphobilinogen (PBG) Screening Test (003053)
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Y Y Y
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Fecal Porphyrin Screening Test (823248)

Quantitative 24-Hour Urine Porphyrins (003194) Negative Positive
1 Uro 1 Copro v
y ¢ Acute intermittent porphyria (AIP)

« Variegate porphyria (VP) Confirm with PBG Deaminase (827632)
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* No porphyria (2-3 times elevated;

seen in liver disease and in acute illness)
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X Quantitative Fecal Porphyrins (823248)
Free erythrocyte protoporphyria (FEP) (010165)

Normal 1 FEP
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* Porphyria cutanea tarda (PCT) A
(massive increase in uro and hepta
with normal copro; seen in middle age)
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* Variegate porphyria (VP)
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* Congenital erythropoietic porphyria (CEP)
(very rare, generally diagnosed in childhood) ‘

Y
* Coproporphyria (CP)

Two Types of Porphyria'?
Clinical Notes

Cutaneous Porphyria
Protoporphyria (PP)
Porphyria cutanea tarda (PCT)

Neurologic Porphyria
Acute intermittent porphyria (AIP)
Variegate porphyria (VP)
Coproporphyria (CP)

1. Note: Low urine values are meaningless. Only greatly increased values (10-15 times the upper limit of the reference interval) have clinical significance for porphyrias.
2. Timing of urine collection for the investigation of cutaneous porphyrias is not as critical as in neurologic porphyrias in which PBG screening test should be collected when the patient is symptomatic.

Clinical Notes
Seen in adolescents

80% of neurologic porphyrias
90% (most common) of cutaneous porphyrias; seen in middle age

Very rare; generally diagnosed in childhood

Congenital erythropoietic porphyria (CEP)
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