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The mode of inheritance of this disease is autosomal recessive. The history of con-
sanguinity in the parents together with the possible presence of a similar disease in a
sibling are findings that are quite in keeping with this mode of inheritance.

The typical clinical findings of the patient after birth are similar to those of other
cases in the literature3.4.17-19, However, a few cases occurring in adulthood,
without features suggesting a porphyria, have been reported12.19.20, Not all
porphyrias are hereditary. Some cases of acquired porphyrias due to hexachloro-
benzene have been reported, but Dogramaci?! has later shown that these may have
been predisposed genetically. :

The clinical findings of our patient were similar to those of the classical reports but
the patient had no alopecia or hypertrichosis.

The most characteristic metabolic abnormality of the disease is the greatly increased
urinary excretion of uroporphyrin | and coproporphyrin 11-3.7, This pattern of urinary
porphyrin excretion is demonstrated both quantitatively and qualitatively. The
presence of porphyrins in the stools is demonstrated only qualitatively.

The abnormal morphological findings in the peripheral blood of our patient included
anisocytosis, poikilocytosis, polychromasia and, rarely, nucleated erythrocytes, and
reticulocytosis. Abnormalities in the bone marrow included erythroid hyperplasia.
All these abnormalities had previously been noted in patients with congenital
erythropoietic porphyria and suggest a hemolytic process. The patient did not have
jaundice and his serum bilirubin was normal. Very few instances of jaundice have
been reported in conjunction with congenital erythropoietic porphyria.

The findings of a normal osmotic resistance in the erythrocytes and the fact that the
Coomb’s test did not come out positive are, as reported previously, suggestive of an
intracorpuscular defect. '

This form of porphyria is clinically and laboratory distinguishable from the other
forms of porphyria.

Most of the porphyrias have a dominant inheritance, except congenital erythro-
poietic porphyria24.7, Erythropoietic protoporphyria usually manifests itself in
childhood?. In this disease, skin lesions are usually less severe, hemolytic anemia is
rare; erythrodontia is absent; the urinary excretion of uroporphyrin and copropor-
phyrin is not increased, and the color of the urine is normal47. Clinical symptoms of
hepatic porphyria are rare before puberty and, in contrast to the erythropoietic
form, neurological manifestations are frequently to be observed. There is, however,
no increase of porphyrin precursors in the urine; further, hemolitic anemia is not
found in conjunction with hepatic porphyrias2.3.7,

Since there was no excessive hemolysis, the patient was given neither steroid
therapy nor a splenectomy for the effects of these on the disease are variable:
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Bhutani et al® noted that following splenectomy, the sensitivity of the skin to light
was reduced although the metabolic abnormality remained unchanged. Aldrich
et al17 reported that after splenectomy, patients with hemolytic anemia and por-
phyrinuria improved. On the other hand, Gray and Neuberger22, found no improve-
ment in the hematological picture or the cutaneous photosensitivity of their patients
following splenectomy.

In the treatment of anemia, prednisone therapy has been seen to be beneficial in
some cases but not in others24. It has also been reported that hematin, given intra-
venously, is often successful in reducing the porphyrin level in urine, plasma and
erythrocytes 25,

Summary

In this report a typical case of congenital erythropoietic porphyria is presented and
compared with the findings of other cases of porphyria reported in the literature.
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