Non Deletional Alpha Thalassemia
(Hb Quong Sze): An Unusual Mutation in Filipino Children
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ABSTRACT
Thalassemia is an inherited, autosomal recessive disorder that affects the expression of globin gene
causing microcytic, hypochromic anemia. It is the most common genetic abnormality affecting 1-5% of the global population. In alpha thalassemia, there is an absence or reduction in a-globin production that reflects the severity depending on the number of genes affected. Hb Quong Sze is a very rare non deletional alpha thalassemia due to missense mutation leading to an extending a- globin chain resulting to more unstable hemoglobin. Currently, there is no available data reflecting the incidence of Hb Quong Sze in the country. The treatment for alpha thalassemia is primarily preventive and supportive in nature. With the increasing recognition of the condition at an early age, the prognosis for thalassemia disorders is improving, but prenatal diagnosis and neonatal screenings are still warranted.
This is a case report of a 1-year-old Filipino male, who presented with generalized pallor after birth. Expanded newborn screening showed positive for hemoglobinopathies (Bart’s), which prompted a referral to a hematologist. The condition was confirmed by DNA analysis wherein Hb QS genotype was detected, a rare mutation found in the Filipino population. This variant is highly unstable which results to more severe anemia and clinical course. Currently, the patient undergoes monthly blood transfusion in contrast with  typical deletional a- thalassemia that does not need regular blood transfusion in general.
Although Hb H disease appeared to be the most common thalassemia disease worldwide, little attention has been paid to the clinical heterogeneity of this syndrome. There is an increasing incidence of non-deletional Hb H disease that varies in clinical severity. This shows that Hb H disease might not be as benign as previously thought.
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