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Abstract: Objective To investigate the type and distribution of thalassemia gene mutations in Panzhihua area, so as to provide
evidence for prenatal screening, diagnosis and reduction of birth defects. Methods 2 704 cases of suspected thalassemia
were selected and confirmed by PCR combined with flow-through hybridization from March 2018 to May 2020. Results
Among 2 704 cases, 534 cases were diagnosed with thalassemia (carrying rate was 19.75%), including 314 cases (58.80%) of

o -thalassemia,206 cases (38.58%) of [ -thalassemia and 14 cases (2.62%) of « -thalassemia combined with (3 -thalassemia.
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A total of 8 genotypes-a”/-a oo, oo o, e o, a37, a®a/aa, a®a/a aand a VP a/a «

“SEA o o genotypes (138 cases) and - >’/ o o genotypes
(136 cases),which account for 43.95% and 43.31% respectively. A total of 9 genotypes CD17,-28,-29,CD41-42,CD43,1VS- 1I -
654,CD71-72, CAP and B E were detected in 3 -thalassemia were detected out. Among them, 3 E(56 cases),CD17(54 cases)and

CD41-42(48 cases) were common, which account for 27.18%, 26.21% and 23.30% respectively. Conclusion Thalassemia

were detected in this « -thalassemia. The most common ones were

patients in Panzhihua are more common in the five genotypes ™/« o ,-a*’ « o, E,CD17 and CD41-42, and composition
ratio has regional characteristics.
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F IR n A2 (%) AL (%)

e a 138 5.10 4395
—aa 136 5.03 4331
—a*a 17 0.63 541
a“alaa 7 0.26 223
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QY 4 0.15 127
a®alaa 3 0.11 0.96
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