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Analysis on gene detection results of 6313 cases of suspected thalassemia in Shenzhen

ZHANG Min"?, WEN Fei-qiu’, MAI Hui-rong’, YUAN Xiu-1i*, LIU Si-xi’, CHEN Xiao-wen"*" (1.Institute of
Pediatrics, Shenzhen Children’ s Hospital, Shenzhen 518038, China; 2.Department of Hemooncology, Shenzhen
Children’ s Hospital, Shenzhen 518038, China)

Abstract: Objective To investigate the distribution of genotypes in the children with thalassemia in Shenzhen to provide
reference for genetic diagnosis and counseling of thalassemia. Methods A total of 6 313 children with suspected thalassemia
who sought medical treatment in our hospital were selected as research objects. Gap-PCR method was used to detect deletion
alpha thalassemia gene. PCR- Reverse Dot Blot (RDB) method was used to detect 3 kinds of a-globin mutant genotypes and 17
B-globin mutant genotypes. Results Among the 6 313 children, 4 121 (positive rate of 65.28%) were detected as thalassemia
gene carriers, among which a-thalassemia patients and their carriers accounted for 55.23%, and there were 18 mutant genotypes,
of which --***/aa genotype was the most common (72.32%); B-thalassemia patients and their carriers accounted for 44.77%,
and there were 37 mutant genotypes, mainly B*'**/g~, p*/B~, B'7/BY, p>*/B", and P 7*/B", accounting for 87.98%; ap-thalassemia
patients and their carriers accounted for 3.11%, the main genotypes were -o* /ao+B**/B~, --**/aa+p**/B", --***ao+p*/B"
and -o’’/aa+p*"/BY. Conclusion There is a high proportion of deletion o-thalassemia gene -->"*/aa and a certain number of
children with ap-thalassemia among children in Shenzhen, which must be paid attention.
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FER oz A 4 B HE /% FE R AT % /% FL R A AR Fa /% FHE R AT %1%
pH/pN 608 32.95 9.63 BB 5 0.27 0.08
B/pY 591 32.03 9.36 BrYSI3/BN 4 0.22 0.06
B7/pN 247 13.39 3.91 BT 3 0.16 0.05

B /pN 129 6.99 2.04 BB 3 0.16 0.05
BB 48 2.60 0.76 BT 2 0.11 0.03
B2/ 24 1.30 0.38 B*/p* 2 0.11 0.03
B/pN 20 1.08 0.32 B™/pN 2 0.11 0.03
pps 19 1.03 0.30 B/ 2 0.11 0.03
BH/pN 19 1.03 0.30 Br/pN 1 0.05 0.02
B+ 18 0.98 0.29 Bp 1 0.05 0.02
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BH/p* 6 0.33 0.10

£33 of EATUHBATELN T A0

HREA oo oo -atPoe oVwao oo/aa oPoloo -0t 00 oVSaaVa S aSa At
BN 18 16 2 2 1 1 0 0 0 0 40
[ 10 15 1 1 1 0 0 1 1 1 31
Ber/pN 0 6 0 0 0 0 0 0 0 0 6
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