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Acute intermittent porphyria (AIP) is an 
inherited metabolic disease due to a 
deficiency of the hydroxymethylbilane 
synthase in the heme biosynthesis. AIP can 
cause severe neurological symptoms 
involving the central, autonomic, and 
peripheral nervous system Due to their 
relatve rarity and their chameleon like ‐
presentaton, delayed diagnosis and 
misdiagnosis are common. 

Routne investgatons including 
S.Electrolytes were done, hyponatremia 
with S.NA=117meq/l was notced, and 
evaluated for the causes of hyponatremia. 
S.Osmolality=233mosm/kg, 
U.Osmolality:310mosm/kg, U.NA=24 meq/l  
found to be euvolemic hyponatremia, then 
thyroid profile and S.Cortsol were done and 
found to be normal and diagnosed as 
SIADH. In view of neurologic and abdominal 
symptoms ,urine porphobilinogen was sent 
and  it was positve-80 mg/24hrs. MRI Brain, 
CSF analysis, CT Abdomen, NCS and EEG  
were normal. Urine color was normal. 
Genetc analysis revealed heterozygous 
mutaton in HMBS gene indicatve of AIP.

Porphyrias are a group of autosomal dominant inherited disorders and the prevalence of 
acute porphyrias is 5 cases per 100,000 persons. The clinical expression of porphyrias is also 
exceptonally variable, as 90% of heterozygotes remain asymptomatc throughout life. In 
those that are clinically symptomatc, acute attacks are usually more common in females and 
manifest after puberty. The classic triad of AIP includes recurrent abdominal pain ,neurologic 
dysfuncton and psychiatric disturbances and our patent had all the 3 symptoms. Abdominal 
pain is the most common and earliest symptom of an attack, occurring in over 90% of 
patents, other autonomic manifestatons like tachycardia, labile hypertension are prevalent 
in many cases but are absent in our case. Only a few patents progress to more ominous 
motor neuropathy( absent in our patent) or CNS involvement. Usually, peripheral 
neuropathy is considered the most common neurological manifestaton of AIP and epilepsy 
occurs in up to 20% of AIP patents. Patents with variegate porphyrias and hereditary 
coproporphyria develop cutaneous photosensitvity. Precipitatng factors include 
menstruaton, alcohol, fastng , certain drugs. Early recogniton, supportve and intravenous 
hematn therapy, and withdrawal of the precipitatng factors are the key steps in the 
management of acute attacks of AIP.

This “little imitator” is often missed or wrongly diagnosed because of its heterogeneous 
symptoms. Our case is unique in that it has seizures with hyponatremia as the inital 
manifestaton rather than abdominal pain, and our case has all the features of triad. AIP 
should always be suspected in patents with unexplained abdominal pain and seizures. 
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A 17 years old female with H/O seizures 
since 2 years, presented with C/O severe

CASE REPORT

INVESTIGATIONS

A 17 year old female born out of non 
consanguineous parentage p/w seizures of 
GTCS semiology and abdominal pain of 1 day 
duraton. She is a k/c/o seizure disorder of 
2years duraton( on brevetracetam50mg BD) 
and seizures episodes were associated with 
hyponatremia( treated with 3% NACL in out 
side hospital). She also had recurrent 
episodes of abdominal pain with vomitngs 
of 2 months duraton. There is history of 
psychiatric disturbances in the form of 
paranormal behaviour of 1 month duraton. 
There is no h/o fever, altered sensorium, loss 
of weight or appette. No family  h/o similar 
complaints. Her neurologic and systemic 
examinaton were found to be normal
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