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[Abstract] Objective To explore the genecarrying rate and the genotype of a-thalassemia in the newbo-
rns of different ethnic groups in Yunnan minority nationality,and to provide scientific basis for the "three-
step-prevention” of o-thalassemia in Yunnan province. Methods The HbBart's contents of newborn’s dried
blood stains and anticoagulant specimens were analyzed by capilary electrophoresis, three types of deletion
(—F Jqas-a* " /aas-a*?/aa) and three types of mutation (a“asa®a and o«“* o) were detected by using Gap-PCR
and the melting curve of the fluoresce quantitative PCR, multiplex-PCR were used to samples with HbBart's
content above 0.1% for four types of rare deletion (--"™*"/qa,~-" /a0, /aa,-a*" " /aa) » while DNA sequen-
cing was also applied. Results Nineteen cases of a-thalassemia(9. 0% ) were detected from 210 newborns in
Wenshan state,including 6 cases of rare mutation of aa/a’ « with a2 —bulbin-protein gene (31.6%),5 cases of
deletion ™ /qa (26. 3%),4 cases of deletion -o*"/aa (21.05%),and 4 cases of deletion ——***/qq deletion
(21.05%) ;16 cases of a-thalassemia (8.1%) were detected from 198 newborns in Dehong state,including 7
cases of deletion —™ /aa (43.7%),5 cases of -a*"/aa (31.30%),2 cases of mutation «“a (21.05%),2 cases
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of rare mutation aa/aTa with o2-bulbin— protein gene (12.5%). The gene frequency of a-thalassemia in the

newborns from the ethnic groups in Wenshan and Dehong Prefecture were 9. 0% and 8. 1% respectively with

five genotypes (™ /aas-o* " /aas—* /aa deletion, o>« and rare mutation aa/a’a). Conclusion The genotypes

of g-thalassemia in the newborns from the ethnic groups in Wenshan and Dehong were distinctively different

from other reported in China; The screening of o-thalassemia in ethnic groups in Yunnan should cover the rare

deletion of - /qa and rare mutations mentioned above in the future.
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