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Abstract

Acute intermittent porphyrias are uncommon inherited disorders, with prominent 

neuropsychiatric manifestations. In view of rarity, these conditions are often under 

or misdiagnosed despite typical clinical presentation. Multitude of system 

involvement lead to variety of symptoms and presentations, at times mimicking 

common diseases. We report the case of an 18 year girl, admitted with Guillain-Barre 

syndrome like illness with variety of symptoms.  During the 2 months previous to 

the admission, the patient was treated several times for abdominal pain and was then 

admitted for  repeated convulsions. On recovery from the seizures, patient went on 

to develop rapid severe areflexic quadriparesis and had severe tachycardia and 

hypertension. Typical clinical picture with combination of motor neuropathy, 

seizure, altered sensorium lead us to investigate for porphyria, which was confirmed 

with biochemistry results. Management of autonomic, metabolic and acid haematin 

related alterations proved complex. The purpose of this presentation is to remind of 

an uncommon treatable disorder and discuss management issues.

Introduction

he word "porphyria" derives from the TGreek word porphuros, which means 
1red or purple.  The porphyrias are a group 

of metabolic diseases that result from a 

partial deficiency of a specific enzyme in 

the haeme biosynthesis pathway. We 

present a case of acute intermittent 

porphyria to i l lustrate how the 

manifestations may be broad, and  given 

the variable and nonspecific clinical 

features, diagnosis unsuspected. Without 

carefully gathering a history and having a 

clear understanding of what laboratory 

tests can and cannot show, making the 

diagnosis will be delayed, possibly 

resulting in increased morbidity and use of 

medical and financial resources.

Case Report  

18 year girl, a college student, was admitted  to a 

tertiary care hospital with rapidly progressive 

quadriparesis, respiratory distress, autonomic 

disturbances and altered mental status. Patient was 

apparently alright 2 months back, when she started 

having complains of episodic pain abdomen, 

spasmodic and diffuse, not associated with 

distension, vomiting, haematemesis or melaena. Her 

pain in abdomen became frequent since last 15 days. 

Five days before hospitalisation she had one episode 

of generalised tonic clonic seizure, followed by altered 

sensorium and was hospitalised. Investigations 

showed iron deficiency anaemia, elevated liver 

enzyme,  normal  r ena l  parameters  and  

hyponatraemia (109 mg%). Sonography abdomen-

pelvis was normal, MRI brain was normal. In next 2 

days patient had improvement in mentation , but she 

was not able to move both lower limbs and gradually 

upper limbs by next  few days. She developed 

respiratory distress and was shifted to Bombay 

hospital.
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At our hospital , patient came in a state of drowsy to  

restless and agitated. Her saturation was low(88%), 

respiratory rate 26/min , pulse 154, blood pressure 

160/100 mm Hg. She was conscious, oriented to 

person not to time and place. Neurological 

examination revealed bifacial weakness, full 

extraocular movement, quadriparetic with minimal 

distal joint movement, deep tendon reflexes were 

absent, sensory normal. She required intubation and 

ventilator support. In view of abdominal pain, 

seizure, rapidly progressive areflexic quadriparesis, 

hyponatraemia, autonomic dysfunction, altered 

mental status and a  brother with history of seizure 

disorder, clinical possibility of  acute intermittent 

porphyria was suspected. EMG was suggestive of 

widespread multifocal Lower limb > Upper limb, 

Proximal + distal mostly axonal demyelenating 

peripheral neuropathy. 24 hrs urine sent for ALA was 

21.97 (0-0.55) and porphobilinogen 22.60 (0-

3.4),enzyme analysis and  genetic study was not 

done. The diagnosis of acute intermittent porphyria 

was kept.

Course in hospital : Metabolic parameters 

(hyponatraemia etc.) were corrected. Patient had 

persistent tachycardia and hypertension for which -â 

blocker and clonidine were added. Elective 

tracheostomy was done and DVT prophylaxis started. 

She developed right pneumothorax for which ICD 

was inserted and removed after 4 days. Inj Haematin 

4 mg/kg over 15 mins was given for 4 days with 

monitoring of coagulation profile. Pt developed mild 

derangement in prothrombin time, for which FFP was 

transfused. Later, patient was on t-tube, RT feed, and 

supportive management .She had improved grip, 

wrist flexion and can move ankle. At present, patient 

walks with support, and there is bilateral foot drop.    

Discussion

The porphyrias are a group of 

metabolic diseases that result from a 

partial deficiency of a specific enzyme in 
3,4,6,9the haeme biosynthesis pathway.  Of 

the seven types of porphyria, only four 
4actually cause acute attacks:

5-aminolevulinic acid dehydratase 

deficiency porphyria, acute intermittent 

porphyria, variegate porphyria, hereditary 

copro porphyria.

 

 

   

(Data are from Crimlisk (1), Ashley (2), 

Jensen et al. (3), Thadani et al. (4), Hift et 

al. (5), Scarlett and Brenner (7)).
1,3,4,7,10,11,15 Clinical Manifestations:

Abdominal pain, peripheral neuropathy, 

and changes in mental status are the 

classic triad of an acute attack. Abdominal 

pain, nausea/vomiting, constipation or 

d i a r r h o e a ,  d e h y d r a t i o n  a n d  

h y p o n a t r a e m i a  a r e  c o m m o n .  

Cardiovascular symptoms include 

t a chyca rd i a ,  h ype r t ens i on  and  

arrhythmias. Neurologic manifestations 

include predominantly lower cranial 

neuropathy, peripheral neuropathy 

(predominantly motor), autonomic 

neuropathy, sensory loss over the trunk, 

neuropsychiatric manifestations, seizures 

a n d  d e r m a t o l o g i c  f e a t u r e s  

( p h o t o s e n s i t i v i t y  a n d  
1,8,10,11hyperpigmentation).

Epidemiology

In general, the prevalence of porphyria 

varies from country to country, as do the 
1,4types of porphyria.  In the U.S. the 

prevalence is 1 in 10,000-20,000, 

however, clinical disease manifests itself 
1,7in approximately 10% of these carriers.  

The incidence of acute porphyria is higher 
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in the psychiatric population compared 
7with the general population.

Workup and Diagnosis

Most routine investigations are not 

helpful in making a diagnosis of 
1porphyria.  Initial screening is with the 

qualitative rapid urinary PBG testing 
4(Watson-Schwartz).  This test is not very 

sensitive and should therefore be followed 

by the quantitative PBG and ALA levels 

testing. The type of porphyria can be 

determined by measuring individual 

porphyrin levels in the urine, plasma, and 
9faeces.  

Laboratory Findings That Differentiate Various 
6,13,14Porphyrias

Diagnostic Algorithm for Possible 

Porphyric Syndromes   

   

(From Bonkovsky and Barnard (16) et al.) 

Treatment 

Management strategies in acute 

episodes of porphyria are mainly 
2,5,7supportive.  Mainstays of treatment 

include avoiding possible precipitants, 

maintaining adequate intake of  

ca rbohydra t es  and  f lu ids ,  and  
3,4,5,7,12,15administering haem arginate.  

Environmental factors such as prescribed 

or illicit drugs, chemicals, a low-

carbohydrate and low-calorie diet, 

dehydration, infection, psychologic stress, 

excessive alcohol intake, cigarette 

smoking, sex hormone treatments, and 

sun exposure may precipitate acute 
2,3,4,6,15attacks.  Relapses are more likely 

before menstruation and during 
2,4,5,8pregnancy.  Medications can trigger or 

9exacerbate acute attacks.

Haematin-most typically in the form of 

haem arginate-is the only form of haeme 

currently approved for use in the United 
2,4,5,15States during acute attacks.  By 

negative feedback, haeme suppresses 

aminolevulinic acid synthase, with a 

resultant dramatic decline in porphyrin 
4,5production.  Within 2 to 4 days, most 

patients with acute porphyria show 
4,5clinical improvement.  As inhibitors of 

haeme oxygenase,  t in and z inc 

metalloporphyrins are alternatives to 

haematin. They have been shown to 

prolong remission when given with haem 
1,4,6arginate.  The metalloporphyrins' side 

effects of cutaneous photosensitivity and 

potential toxicity limit their use; however, 
4further evaluation is continuing.  Our 

patient received treatment with haematin 

with evident clinical improvement.

Conclusions
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Retrospectively, our patient's clinical 

manifestations were quite similar to what 

is documented in the literature about the 

disease. She presented with a combination 

of neuropsychiatric and medical 

symptoms, all of which, though fit into the 

diagnosis of porphyria, are nonspecific. 

Diagnosis of porphyria demands a high 

degree of awareness.  In the present case, 

the diagnosis was entertained  in view of 

abdominal pain, seizure, rapidly 

progressive areflexic quadruparesis, 

hyponatraemia, autonomic dusfunction, 

altered mental status and a brother with 

history of seizure disorder  and from the 

results of quantitative tests of porphyrins.
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