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Abstract:Objective To retrospectively analyze the results of prenatal genetic diagnosis in 284 cases of
thalassemia. Methods The deletions of a thalassemia were detected by Gap-PCR,the mutations of a thalasse-
mia and B thalassemia were detected by reverse dot blot. All 284 samples for laboratory testing were followed
up 6 to 8 months after the completion of prenatal genetic diagnosis. Results 284 cases of prenatal diagnosis
came from Qingyuan area,a thalassemia were detected in 215 cases,of which the majors(n=47,21.86%) ,in-
cluding severe a thalassemia(n =36,16. 74 %) and Intermediate a thalassemia(n=11,5.12%) , the light type
(n=111,51.63%)and the type(n=57,26.51%). B thalassemia was detected in 52 cases,including the majors
(n=17,32.08%) ,the light type(n=20,35.09%)and the type(n=15,28.03%). 17 cases were detected in af-
thalassemia, 8 thalassemia combined with severe a thalassemia(n =1,6.67%), intermediate a thalassemia
combined with B thalassemia (n =1, 6.67%), severe B thalassemia combined with « thalassemia(n =1,
6.67%) ,light B thalassemia combined with light « thalassemia(n=14,82. 35%). The results of three samples
were mild alpha thalassemia combined with trisomy 18 syndrome. Thirty-seven cases of severe a thalassemia,
9 cases of intermediate a thalassemia,18 cases of severe 8 thalassemia,and 3 cases of mild a thalassemia with
trisomy 18 syndrome underwent pregnancy termination with informed consent and voluntary choice. Conclu-
sion Prenatal genetic diagnosis can effectively detect the severe type of children with thalassemia,and can ef-
fectively prevent the birth of children with severe thalassemia.
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