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Abstract: Objective To explore the positive rate of primary screening fora-thalassemia andp-thalasse-
mia, types of gene mutationin and characteristics of the rare cases of thalassemia genotype in Zhuang popula-
tion in Guangxi Wuming district. Methods A total of 9,215 neonatal umbilical cord blood samples were col-
lected from neonates cared in our hospital from August 2016 to August 2018 for screening for a-thalassemia, in
the same period, 4778 adults of Zhuang nationality in Wuming district were screened for B-thalassemia. Thalas-
semia gene detection and type analysis were performed for some of the positive cases detected by screening. At
the same time, the phenotypes (blood routine test and hemoglobin electrophoresis data) of some patients were
analyzed together, further extraneous sequencing was performed for the cases with inconsistency of phenotypes

and genes. Results In 9215 cases of umbilical cord blood samples, 1322 cases were checked out with Hb Bart

‘s (a-thalassemia), the positive rate of a-thalassemia was 14. 35% (1322/9215) in screening. Among 4778
Zhuang adult samples, 345 cases were found with positivef-thalassemia in screening, and the positive rate of 3-
thalassemia screening was 7. 22% (345/4778), with a total positive rate of 21.57% (14.35% +7.22%). A-
mong the positive screened cases, 1030 of them received thalassemia gene test, and 734 were diagnosed as
thalassemia in our hospital, among them, 447 cases were o-thalassemia, accounting for 60. 90% (447/734),
243 cases were [-thalassemia, accounting for 33. 11% (243/734), and 44 cases wereacombined
withfthalassemia, accounting for 5. 99% (44/734). The ratio ofa-thalassemia, B-thalassemia andacombined
withfthalassemia was approximately 11 : 6 : 1. The top four genotypes of a-thalassemia were —**"/aa.-a*"/
aavaaS/aa 4 /aaS. The top four genotypes of B-thalassemia werep  /BY .87 /BN B 72 /BN.B"/B". a-thalas-

semia was mainly static and light type, accounting for 48. 78%. Among the 1030 cases of thalassemia gene tes-
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ting, 6 cases showed phenotype and genotype inconsistency and were further sent out to detect the gene sequen-

cing, and 4 cases of rare thalassemia genotype were found, and they were 2 cases of raref-thalassemia (CD-

52), 1 case ofp-thalassemia(CD-98), 1 case of a-thalassemia THAIL

Conclusion The Zhuang population in

Wuming district is the population with high incidence of thalassemia, and the CS mutation rate ofa-thalassemia

is relatively high. The static and light types of a-thalassemia are common. Clinical attention should be paid to

the emergence of rare thalassemia to prevent missed detection and the birth of children with severe thalassemia.
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