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[ Abstract] Objective To explore the characteristics of genotypes and carrying rate composition ratio of
thalassemia of Guilin region. Method All the subjects examined and analyzed the genotypes of common
deletions and point mutations of thalassemia gene by Gap-PCR and RDB (reverse dot blot) Distribution of
thalassemia genotypes. Results Among the 8757 samples tested, the positive rate of thalassemia gene
was 20. 3% (1782/8757), and the number of confirmed o-thalassemia was 1189 (66. 7%, 1189/
1782), among them, 550 cases of o-thalassemia 1 genotype accounted for 46. 2% (550/1189), 550 ca-
ses of a-thalassemia 2 genotype (49.4% , 588/1189) . 41 cases of HbH genotype (3.4 %, 41 / 1189).
Among the 528 patients with -thalassemia, accounting for 30% (528/1782) of whom were genotypes
with the highest proportion of ™" /g% (47. 54%) 251/528) followed by B™7/ B" accounting for
21.02%. Among 41 cases diagnosed as B/« thalassemia , B/a thalassemia 1 (—""/qa) genotype had the
highest detection rate (46.43% ., 19/41), and 1 case of B double heterozygous V""" /g™ /SEA/ -o’'
and R/ BV /6T Jaa s Accounting for 2. 44 % (1/41) respectively. Conclusions Genotyping of
thalassemia in Guilin area provides reference data for genetic counseling and prenatal diagnosis in this area.
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