
 

 

 

 

 

 
 

 
Figure1. Beta thalassemia case presentation 

 

 

Introduction 

Thalassemia refers to blood related, hereditary genetic disorder classified as alpha and beta thalassemia according to the hemoglobulin alpha and beta chain mutation 

respectively. Abnormal beta chain gene in pair leads to beta-thalassemia major morbidity. Further classified as Intermediate and Minor beta thalassemic condition with 

single mutated allele in confer to severity. India has the largest number of children with Thalassemia major in the world particularly in tribal population prevalence rate 

(0.36-13.20%) is higher compared to non-tribals. The manifestation appears as early as 6-24 months with growth retardation, sever hemolytic anemia, fever abdomen pain, 

delayed development, bone abnormalities and may be leads to mortality in grim cases. 

 

Case report: 

This case study is classic example of family inheritance of beta thalassemia. Our finding reports the case of a couple with beta thalassemic minor(hbA2) marks. Born to 

them major thalassemic girl (5.5 years) and a fetus(terminated) diagnosed with b-thalassemia major at 13 weeks. Village Shadole, Madhya Pradesh, India. 

Clinical observations: 

At 7th month hospitalization with whitish tinge and paleness of skin (hand and feet), growth retardation. Hb(5gm/dl). Treated with blood transfusion 1st time. Physical 

observation concludes blood related disorder. At 9th month rehospitalization chronic anemia observed. 2nd blood transfusion with iron chelating therapy with DFO and 

Deferasirox. Parents HPLC testing conclude b-thal minor. Regular blood transfusion (Hb), bone marrow or hematopoietic stem cell transplantation suggested. 

 

Conclusion: 

Early diagnosis, Genotyping literacy among youth and effective management are the way forward to reduce the burden of this malady. 
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