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Analysis of gene mutations spectrum identification of common hemoglobinopathies

in malaria-endemic areas along China-Myanmar border”
JIANG Weiyang',YI Hao'an' ,TANG Jian® LI Hong' ,YANG Fang',HE Yongshu'"
(1. Department of Cell Biology and Medical Genetics s Kunming Medical University ,
Kunming ,Yunnan 650500,China ;2. Department of Medical Genetics and Prenatal Diagnosis »
Kunming City Maternal and Child Health Hospital , Kunming ,Yunnan 650031,China)

[Abstract] Objective To investigate the carrying rate and gene mutations spectrum of common hemo-
globinopathies of Jingpo ethnicity in Nabang town, Yingjiang county,Dehong prefecture and Han ethnicity in
Tengchong city, Yunnan province along China-Myanmar border,and to explore the relationship of hemoglobi-
nopathies and malaria natural selection in the malaria-endemic regions. Methods Direct PCR sequencing and
GAP-PCR are used to identify f-globin gene mutations and deletional a-thalassemia. Results Of the 719 Jing-
po ethnicity samples,320 samples were carried out for deletional a-thalassemia,and 25 samples were identified
with deletional a-thalassemia carriers,with the rate of 7. 81% including —a*’/aa (18/320,5.62%),—a*"/—
o"7(6/320,1.87%) and — —>"/aa (1/320,0.31%). All the samples were carried out for B-globin gene muta-
tions, 113 samples were found to be carriers of HbE (g% "1 0A¢=44¢) [with the rate of 15. 72% sincluding 8°/
B (95/719,13.21%) .p"/B*(18/719,2.50%). Of 1 016 samples of Han ethnicity population from Tengchong
city were carried out for above study,54 samples were found to carry deletional a-thalassemia with rate of
5.31% ,including —a”"/aa (49/1 016,4.82%), — —"*/aa (5/1 016,0. 49%),35 samples were identified to
carry HbE with B*/B* heterozygote with the incidence of 3. 44 %. Conclusion —a*’/aa and HbE are the prev-
alence gene mutation in the above two regions, which may be related to the natural selection of malaria and ge-
ographical isolation of the population.

[Key words] hemoglobinopathies;mutation;jingpo ethnicity;han nationality ; China-Myanmar border
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