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ABSTRACT 

Introduction: The thalassemias are a group of inherited autosomal 

recessive diseases. In β thalassemias, there is a reduced or absent 

production of the globin β chain. More than 100 β-Thalassemia 

mutations have been identified, and they tend to produce severe 

anaemia. Heterozygotes are usually symptomless, whilst homozygotes 

are more severely affected. Case presentation: A 7 year old male 

paediatric patient appears in paediatric ward with complaints of facial 

puffiness since 8 days, hurried breathing associated with cough and 

fever increasing during walking and running. He is K/C/O β-

Thalessemia major since the age of 6 months and done packed red 

blood cells transfusion 3 times in past. No any significant family  

history is present. On examination he is having facial puffiness, pedal edema (+++), pallor 

(+++) and icterus (++). Per abdominal examination reveals distension of abdomen and 

palpable liver (6cm). On lab Investigation his CBC reveals microcytic hypochromic anemia 

(Hb-4.2 gm%) with anisopoiklocytosis in haemolytic process, HbA – 30.5%, HbF – 66.3 % 

hence diagnosed as Beta thalessemia major with severe anemia and hepatosplenomegaly. 

Treatment: He was treated with packed cell transfusion 150 ml on alternative day (total 2 

times), Inj, Furosemide 20mg/ml BD, Tab. Paracetamol 250 mg TDS, Inj. Ceftriaxone 500 

mg IV, Inj. Amikacin 150 mg IV BD.  
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INTRODUCTION 

Thalessemia is considered to be the most common genetic disorder worldwide. β-

Thalessemia is a severe hemolytic anemia occurring as a result of deficient or absent 

synthesis of β-globin chain of Hb A. If this disease continues to pass on from one generation 
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to the other, it may take the form of a disaster. There is a large increase in the number of 

Thalessemia patients due to lack of genetic counselling and genetic screening in developing 

countries like India. The treatment available for Thalessemia is not satisfactory: hence 

prevention of disease by carrier detection and prenatal diagnosis is very essential. 

Thalassemias result when genes are defective. If three or four α-genes or both β-genes are not 

functioning properly, a major thalassemia, which is often incompatible with life, develops. 

Fortunately, thalassemia minor (trait) is more common. The thalassemias are widely 

disseminated throughout parts of Africa, the Mediterranean region, the Middle East, the 

Indian subcontinent, and southeast Asia, but occur sporadically in all racial groups. 

Specifically, β-thalassemia is well recognized in persons of Greek and Italian descent; 

whereas the α-thalassemic syndromes have an increased prevalence in African American, 

American Indian, and Asian groups. It frequently is asymptomatic. Transfusion therapy 

allows for normal growth and suppresses ineffective erythropoiesis. Iron supplementation is 

not needed unless the patient has excessive blood loss and confirmed iron deficiency. It is 

important to distinguish thalassemia from IDA to avoid inappropriate iron therapy, as the 

excess iron may be deleterious and lead to possible organ damage. Iron overload causes most 

of the mortality and morbidity associated with thalassemia. Chelation therapy with 

deferoxamine is used but has limitations such as painful parenteral administration and cost. 

New oral iron chelators such as deferasirox are under development. 

 

CASE PRESENTATION  

A 7 year old male pediatric patient appears in pediatric ward with complaints of facial 

puffiness since 8 days, hurried breathing associated with cough and fever increasing during 

walking and running. He is K/C/O β-Thalessemia major since the age of 6 months and done 

packed red blood cells transfusion 3 times in past. No any significant family history is 

present. 

 

INVESTIGATIONS
  

S. N. Parameters Report 

01 Hb% 2.1gm% 

02 HbA 30.5% 

03 HbF 66.3% 

04 CRP 8.5 

 

Hematological impression: Microcytic hypochromic anemia with anisopoiklocytosis in 

hemolytic process. 
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USG Abdomen: Moderate Hepato-spleenomegaly.  

 

TREATMENT PROVIDED IN HOSPITAL  

 Packed cell transfusion 150 ml IV OD for 2 days. 

 Inj. Ceftriaxone 750 mg IV BD 

 Inj. Amikacin 150 mg IV BD 

 Inj. Furosemide 20 mg IV BD 

 Tab. Paracetamol 250 mg PO TDS 

 

DISCHARGE MEDICATION 

 Susp. Cefixime 10ml PO BD 

 Tab. Furosemide 10 mg PO BD 

 Syp. Becosule 5 ml PO BD 

 Syp. Iron sulfate 3 ml PO TDS 

 

Given for 7 days and patient was called on follow-up after 1 week. 

 

DISCUSSION  

Patient came with symptoms and sign of Thalessemia (hurried breathing, pallor, fatigue). 

Before transfusing blood patient Hb was 2.1 gm/dl. After transfusing the Packed red cells 150 

ml for 2 days the Hb level raised to 7.0 mg/dl and the symptoms of anemia were 

dissappeared. Specific treatment for Thalessemia is not yet known. Transfusion is the best 

treatment for Thalessemia major. After staying for 5 days in hospital the patient was stable 

and then the patient was discharged with discharge medications.  

 

CONCLUSION  

The treatment available for Thalessemia is not satisfactory: hence regular & repeated blood 

transfusion will lessen the symptoms or severity of anemia. This case report of β-Thalessemia 

helps to alert the clinicians about the serious manifestations and management.  
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