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orphyrias are a heterogeneous group of disor-

ders caused by deficiencies of specific enzymes

of the heme biosynthetic pathway. When clini-

cally expressed, these disorders are associated
with striking accumulations of heme pathway interme-
diates. Most porphyrias are inherited, but their clinical
severity is also determined by other factors, such as diet
and medications. Acute intermittent porphyria (AIP),
the most common type of porphyria, is an autosomal
dominant disorder that results from an approximately
50% deficiency of porphobilinogen (PBG) deaminase.
This enzyme is deficient in all persons who inherit a
mutant PBG deaminase gene, and the deficiency re-
mains fairly constant over time; however, most people
with PBG deaminase deficiency remain asymptomatic.
More prevalent and more often manifested in adults
than are most metabolic diseases, porphyrias are likely
to be encountered by physicians in many disciplines.
Prompt diagnosis and early treatment with carbohy-
drates are vital for improvement of symptoms.

This article reports a case of an 18-year-old woman
in whom AIP was diagnosed, based on her history of
abdominal pain associated with menstruation, clinical
evidence of hyponatremia, and pertinent laboratory
data. The etiology, epidemiology, pathophysiology,
clinical features, diagnosis, and management of AIP
will be discussed.

CASE PRESENTATION
History and Initial Evaluation

An 18-year-old woman came to the emergency de-
partment because of a 5-day history of severe abdomi-
nal pain. She had had intermittent, localized, severe,
sharp epigastric and periumbilical pain associated with
mild nausea but no vomiting for the previous 6 months.
The pain usually started 2 to 3 days prior to the begin-
ning of her menstrual cycle and generally lasted the
length of the cycle; there were no other obvious exacer-
bating (or relieving) factors. She reported having dis-
coloration of her urine during these episodes of pain
but no burning or additional pain on micturition and
no fevers, chills, diarrhea, constipation, melena, hema-
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tochezia, shortness of breath, or chest pain. The pa-
tient, who was menstruating at the time of presentation,
was taking no medications. She lived with her parents
and was a senior in high school.

Medical history was significant for 2 previous hospital
admissions, at which time extensive work-ups had been
performed to determine the cause of her hyponatremia,
irregular menstruation, and abdominal pain; no specific
diagnosis had been reached on these occasions. The pa-
tient had no history of psychiatric illness, sexual inter-
course, sensitivity to the sun, smoking, drinking, or illicit
drug use. Menarche occurred at age 12 years.

Physical examination revealed a thin white woman
in mild distress. Heart rate was 108 bpm. The ab-
domen was scaphoid, with mild tenderness on deep
palpation (mostly periumbilical); there was no
hepatosplenomegaly. Auscultation of the abdomen
revealed reduced bowel sounds. Pelvic examination
revealed no cervical motion or adnexal tenderness;
there were no visible ulcers or lesions. Her stool was
heme negative.

Results of serum electrolyte measurement were
notable for a serum sodium level of 132 mEg/L (nor-
mal, 135-145 mEqg/L). Other serum electrolyte levels
and plasma levels of urea nitrogen, creatinine, and glu-
cose were within normal limits. Results of a complete
blood count and liver function tests also revealed no
abnormalities. Results of urinalysis showed a few ery-
throcytes. Ultrasonography of the abdomen was unre-
markable, but a computed tomography scan of the
abdomen showed mild ileus.

The unexplained hyponatremia and history of uri-
nary discoloration and recurrent abdominal pain associ-
ated with menstruation in this 18-year-old woman, who
had no apparent predisposing factors, suggested the
presence of AIP, and subsequent serologic and urinary
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