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Abstract : Objective To investigate the distribution characteristics of the pathogenic genes of globinogenic
anemia in northeastern Sichuan. Methods A total of 16 249 patients were selected from September 2016 to
July 2019 in Affiliated Hospital of North Sichuan Medical College and Sichuan Sail Medical Inspection Compa-
ny Limited to detect the gene of globin dysgenesis anemia. The results were analyzed and the type of mutation
of the globinogenic anemia was detected. Results A total of 2 467 patients with globinogenesis anemia were
detected out of 16 249 patients,and the positive rate was 15. 18% (2 467/16 249). Among them, there were
1 318 cases of a-globinogenesis anemia,accounting for 53.43% (1 318/2 467). There were 1 086 cases of -
globinogenesis anemia,accounting for 44, 02% (1 086/2 467). There were 63 cases of a combined with B-globi-
nogenesis anemia,accounting for 2.55% (63/2 467). The most common o-globinogenesis anemia was the loss
of heterozygosity in SEA, with 666 cases,accounting for 50. 53% (666/1 318);followed by loss of heterozy-
gosity at 3. 7 sites,with 489 cases,accounting for 37.10% (489/1 318). 65 cases of hemoglobin H disease,ac-
counting for 4. 93 (65/1 318). The most common B-globinogenesis anemia was heterozygous mutation at posi-
tion 17, with 347 cases,accounting for 31. 95% (347/1 086),followed by heterozygous mutation at position
41—42,with 318 cases,accounted for 29.28% (318/1 086). Conclusion The positive rate of the globinogenic

anemia gene in northeastern Sichuan is higher than the average level of Sichuan Province. The widespread implemen-
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tation of globinogenic anemia gene testing in this area can help prevent the birth of children with globinogenic anemia.
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