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Abstract : Objective To analyze the phenotype,gene and prenatal diagnosis of thalassemia in a rare family
with Hb Bart's fetal edema syndrome, Methods The peripheral blood of family members were collected for
hematological examination and hemoglobin component analysis. The peripheral blood and amniotic fluid of
family members were collected for 4 types of a-deletion thalassemia by Gap-PCR and PCR reverse dot blot.
And 3 types of a-non-deletion and 17 types of -deletion genes were detected. Results Hematological pheno-
type analysis showed that the mother and father of the proband were all small cell hypochromic anemia. The
mother of proband was detected as Thailand deletion a-thalassemia (—""*"/aa) heterozygous mutation,the fa-
ther of proband was detected as SEA deletion a-thalassemia (-4 /aa) heterozygous mutation,no abnormality
was found in the brother of the proband. the proband was detected as a double heterozygous mutation
(--SEA /ALy '\who was Hb Bart's fetal edema syndrome. Conclusion It is necessary to strictly follow the a-
nalysis principle of combining hematological phenotype with the genetype of agranulocytosis. It is necessary to
detect the rare type a-thalassemia in the population with low level of MCV and MCH,and low or normal level
of HbA2,and without abnormal detection result of routine a-thalassemia gene,which can prevent missed diag-
nosis and misdiagnosis.
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