ARJJPConsult Porphyrias Testing

Click here for topics associated with this algorithm

INDICATIONS FOR TESTING

Clinical suspicion of porphyrias

Abbreviations Y
Disorders Symptoms: Symptoms: )
. . . . : Symptoms:
ADP  Aminolevulinic acid Neurological Neurological .
K Cut hot tivit
dehydratase deficiency Abdominal Abdominal utaneous photosensitivity
porphyria + AND ‘
AIP Acute intermittent porphyria Consid : hvri Cutaneous photosensitivity
CEP Congenital erythropoietic onsider azlljpe [eLppE
porphyria HCP
EPP Erythropoietic protoporphyria VP i L
HCP  Hereditary coproporphyria Consider Adul hi
il
HEP Hepatoerythropoietic # HCP dult ) Child
porphyria VP Consider |
PCT  Porphyria cutanea tarda ORDER CEP ¢
VP Variegate porphyria Porphobilinogen (PBG), : _
Urine - Consider Consider
Pseudoporphyria, PCT EPP
‘ immunobullous disease
‘ ‘ or connective tissue disease \
strong suspicion negative positive possible v
' :
; R t Skin biopsy for direct orphyrins ¥
Consider epea ORDER . nsy Porphobilinogen Porphyrin, (EP)
ADP (rare) testing when Porphvrins. Fecal immunofluorescence and ¢ it Bt
active phyrns, serum for indirect (PBG), Urine ole Bloo
¢ symptoms immunofluorescence i
are present e Connective tissue disease
ORDER ! Porphyrins
Aminolevulinic Acid workup . .nega'tlve PBG : Serlf)myTota{I
(ALA), Urine positive urine porphyrins
‘ ‘ | \ positive*
negative positive negative positive positive* positive*
y ! | : :
ADP AlP HCP or VP Pt?-lt-nl CtI)EZI
Repeat probable probable probable probable
. probable
testing when ¢ ¢
active \ ¢ i .
symptoms ] ] Other testing Other tistl_ng |
are present ) . Confirmatory testing Porphyrins, Porphyrins, e Porp yrins, Fecal
Confirm results with e Porphobilinogen (PBG) Serum Total Serum Total May consider

Zinc Protoporphyrin
(ZPP), Whole Blood

Deaminase, Erythrocyte

e Zinc Protoporphyrin (ZPP),

e Mutation analysis Whole Blood
‘ ‘ e Erythrocyte Porphyrin (EP)
Whole Blood
\
positive* positive* positive* positive* positive* positive*
ADP | AIP | HCP | VP | PCT CEP

*Interpretation by medical expert necessary to distinguish the overproduction in the heme pathway
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