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Hereditary spherocytosis from a Chinese family with p. E1135X

mutation of SPTB gene:a case report and literature review

Summary To improve the knowledge of hereditary spherocytosis(HS) with novel SPTB mutation and facilitate

the molecular diagnosis in intractable cases,we reported the diagnosis and treatment process of a patient of HS from

a Chinese family with severe jaundice but without anemia.and reviewed related literatures. This patient was a 16-year

old male whose prominent manifestation was severe jaundice and pathological features of hepatic puncture was con-

sistent with Gilbert syndrome. Further examinations showed that UGT1A1l gene mutation was negative. Spherocytes

were observed in the peripheral smear with increased incubated osmotic fragility. A novel mutation of SPTB gene,

the substitution of c. 3403G > T in exon 15, was identified in the patient and his father. After splenectomy.

the patient’s jaundice eased rapidly. This case report suggests that a novel SPTB mutation (NM _ 001024858,

c. 3403G>T,Exonl5)is potentially associated with HS,and molecular diagnosis is of clinical significance for the ac-

curate identification of atypical HS cases.
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