
Introduction

b E disease was first described in 
1H1954 by Itano and colleagues  and by  

2Chernoff and colleagues . Hb E results by 

substitution of cystine for glutamine in 
3position 26 of globin chain molecule . It is 

prevalent in Southeast Asia, Combodia, 
4Thailand and Veitnam . However relatively  

few cases  with homozygous E disease has 

been described. Here we discuss a rare 

case of  pregnant woman with Hb E 

disease.  

Case Report

        25 years old,  gravida-3, para-2, living-2, with 

previous 2 lower segment caesarean section(LSCS), 

with moderate anaemia with dorsal spondylodiscitis 

with 34 weeks of gestation was admitted for 

evaluation of anaemia. Her past obstetric history,  

married since 7 years, with no history of 

consanguinity in her parents. In her first pregnancy, 

she delivered a female child by LSCS for 

oligohydramnios  and received one unit of blood 

transfusion. In second pregnancy, she delivered a 

female child by LSCS for meconium stained amniotic 

fluid and received two units of blood transfusion.

In this pregnancy patient was admitted in 

medicine ward at 31 weeks of gestation for fever with 

pleural effusion and was found to have severe 

anaemia with Hb 5.9 gm%. Patient was given 10 

doses of intramuscular iron injections during her 
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A rare case report of a 25 year old patient who was gravida-3, para-2, living-2, with 

previous 2 lower segment caesarean section done with chronic moderate anaemia, 

not responding to parenteral iron therapy  was diagnosed to have Haemoglobin E 

disease in pregnancy on Hb electrophoresis. Patient was given 5 units blood 

transfusions and was delivered by an elective  LSCS at 38 weeks of gestation.

stay. She also had history of tubercular dorsal 

spondylodiscitis 4 years back and took treatment for 

2 years. No family history of blood transfusions or 

similar complaints.  

Patient had chronic anaemia not responding to 

parenteral iron therapy. On examination, patient was 

severely pale, had icterus with tachycardia (pulse of 

110/min), blood pressure was 120/70 mm Hg, her 

JVP was not raised, respiratory and cardiovascular 

system examination was normal. There was no 

evidence of splenomegaly. Urgent laboratory 

investigations revealed -Hb=6.5 gm%, reticulocyte 
3count of 1%, MCV of 59.5 mm , MCH of 18.5 pg/dl, 

MCHC of 30.7% and haematocrit of 28%. Peripheral 

blood smear showed - tear drop cells, elliptocytes, 

crenated RBC`s and spherocytes. Her total bilirubin 

was 4 mg/dl and SGOT/SGPT =34/10 IU/ml. 

Haemoglobin electrophoresis report showed Hb E-

61.2%, Hb F-20%, and Hb A  -nil.2

Haematology reference was done. Patient was 

advised blood transfusion, inj. Vitcofol and post 

delivery follow up. She was given 3 units  of blood 

transfusions antenatally and was delivered by an 

elective lower segment caesarean section at 38 

weeks.  Two units of blood was transfused post 

delivery. A female child of 2.75 kg was born. Patient 

was discharged from the hospital on day 5 of LSCS in 

stable condition with regular follow up. 

Haematologists had called the infant for haemoglobin 

electrophoresis at six weeks of birth.

Discussion

Haemoglobin E disease is a rare 

condition associated with pregnancy. Out 

of the 30 million patients with Hb E *Assistant Professor, ** Professor  and Head, Seth G S 
Medical College and KEM Hospital, Mumbai-400012.

Bombay Hospital Journal, Vol. 53, No. 3, 2011 653



disease, 80% live in south east asia region. 

Its high frequency is attributed to its mild 

thalassaemia phenotype, which may 

impart positive selection in areas where 
5malaria is endemic.  Incidence in 

pregnancy is relatively unknown. 

Inheritance is autosomal co-dominant. 

The aminoacid substitution produces an 

unstable haemoglobin, which when 

subjected to oxidative stress lead to 

weakening of bonds between monomers 
6constituting haemoglobin tetramers.  This 

disease is of 3 types-

Homozygous- Hb E is 85-95% and Hb 

F is normal or slightly increased on 

electrophoresis. Clinical features are 

similar to â- thalassaemia minor with 
7decreased RBC survival at oxidation.  

Anaemia is mild but there is marked 

microcytosis and hypochromasia. 

Splenomegaly is unusual.

Hb E carrier state- 30-45% of Hb on 

electrophoresis  is Hb E. Patients are 

generally asymptomatic with mild 
8microcytosis on peripheral smear.

Heterozygous-  Clinical features are 

variable in severity. They have  â-

thalassaemia intermedia/major 

depending on the severity of the co-

inherited thalassaemia gene. Onset of 

the disease is in first decade of life. 

Clinical features include growth 

retardation,  mongoloid facies, 

moderate splenomegaly is present and 

often transfusion is required. Iron 

overload is universal and there is 

increased susceptibility to infections 
9in patients with  splenomegaly.  

Cardiovascular complications are 

common. 

Management of genetic considerations 

l

l

l

in pregnancies of affected women should 

centre on determination of haemoglobin 

composition of potential mates. Early 

prenatal diagnosis can be done by 

performing polymerase chain reaction 

(PCR).

Guidelines for management of Hb E 

disease during pregnancy are nonexistent. 

Serial ultrasound evaluations are used in 

treatment due to likelihood of impaired 

foetal growth. Foetal surveillance have to 

be done with non stress testing. Iron 

supplementation is withheld to prevent 

any aggravation of iron overload due to 

enhanced RBC turnover rates of Hb E/â-

thalassaemia disease, but folic acid 

supplementation is to be given.

Overall prognosis of the disease is good 

although no thorough studies of the 

natural history have been carried out. 

Splenectomy as a mode of therapy 

increases the RBC lifespan and 

ameliorates anaemia in Hb E-â  

thalassaemia trait patient but has no role 
10, 11in homozygous patients.  Pregnancy per 

say is known to be a state of oxidative 

stress and may technically bring about 

haemolytic crisis episodes. But since there 

are no guidelines for management of 

haemolytic crisis in this disease, the 

guidelines for sickle cell crisis can be used 

in these patients. Compilications of 

pregnancy  in Haemoglobin E disease 

includes intrauterine growth restriction, 

low birth weight baby, preterm deliveries 

and increased susceptibility to infections. 

The course in pregnancy in Hb E trait and 

Hb E disease is relatively benign with no 

significant adverse effects on either foetal 

or maternal prognosis. A study of the 

epidemiology and distribution of the 

disease in Indian community can help 
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doctors working in these regions tick off 

the disease in their minds which can 

otherwise pose as a diagnostic dilemma in 

different circumstances, thus helping 

them tackle better. 
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Nonalcoholic fatty liver disease in India - a lot done, yet more required!

Nonalcoholic fatty liver disease (NAFLD) is emerging as an important cause of liver disease in India. 
Most patients with non-cirrhotic NAFLD are initially asymptomatic, and are diagnosed due to an 
incidental detection of raised liver enzymes or fatty liver in US. In some patients, these findings are 
detected during work up for dyspeptic symptoms, malaise or fatigability, or during work up for other 
illnesses.

Biochemical tests usually show mildly elevated AST and ALT, with the latter often higher. US has a 
sensitivity and specificity of around 85% in detecting steatosis; CT and MR imaging have no 
advantage over US for detecting liver fat. None of these tests can differentiate between steatosis alone 
and histological NASH. 

Fibroscan (tissue elastography) is a new non-invasive modality in detecting liver fibrosis. Its role in 
various liver diseases including NAFLD is still evolving. Till then, liver biopsy remains the only 
method for detection of fat and associated necro-inflammation and fibrosis (NASH) in the liver, and 
for grading and staging the disease in NAFLD.

At least 30 min of aerobic exercise daily found to be effective in reducing weight and normalising 
serum transaminases. Around three-fourths (74%) of our patients showed biochemical response to 
lifestyle modifications and ursodeoxycholic acid (UDCA).

In a retrospective study from Delhi, a combination of life style modifications, UDCA and vitamin E 
was found to be superior to either lifestyle modifications alone or a combination of lifestyle 
modifications and UDCA in normalising ALT in patients with NASH.

Ajay Duseja, Ind. J. Gastroenterol: 2010,29:217-225
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