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(DEBEF AREREFELA, =d 20 650011; 2) 4L TR a4y & mi i A A,
Zd b 678000;3) =d A —ARERESHAEM, =& LW 650032)

(FE] HY TMamA RIS R A A 3003 R . J5i A R 20 e AR 874
BIREA AT o -HFT & B -HLZTKEI , GEit oA ABEr fi R AE o S5 874 FIREA i H b 7% 3 B BH P A AR
251 ], BP0 ARERH I3 Jy 28.72%(251/874); o —H A% JL PR BHAEAEAS 140 7], BHEZR K 16.029%(140/874),
PLIER R R oo /- T B-HIFPHMEREAR 95 ], BHIMER N 10.87%(95/874), LIFER A CD26 h F;
o —E BRI Y SE K BHEREAS 16 51, BHEER N 1.83%(16/874); BUKR NFEFI/ B R N FEHL 2 1571 22 S5 bk L
ZREAGHEIT¥EX(P<0.01). WA o -BRE H 3 H =B HE RN 1.49%(13/874), LIKE R 5
aca ™37 g gEE RINTTRM A A ML X, M m B R A, B E WA AR AR o /- o I
CD26. WFFTRIAR LML X M B . I PRAEAT 5 10 TAR4R AL T — 2 i B AR
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Analysis of Genetic Diagnosis Results for Thalassemia in
Childbearing Age Population in Baoshan City

LI Peng Y GENG Qionghua ) FAN Qingsu 2 LI Xuemei ¥, ZHANG Jie ¥,

ZHANG Zili ¥, WU Caiwei 2, HU Yuzhen ¥
(1) Medical Laboratory Department, The Third People’s Hospital of Yunnan Province, Kunming
Yunnan 650011; 2) Genetics and Reproduction of Maternal and Child Health Care Hospital in
Longyang District of Baoshan City, Baoshan Yunnan 678000; 3) Dept. of Medical Genetics, The
First People’s Hospital of Yunnan Province, Kunming Yunnan 650032, China)

[ Abstract] Objective To investigate the gene—carrying rate of thalassemia in the population of Baoshan.
Methods A total of 874 samples were o —thalassemia and B —thalassemia detected by NGS, and the ethnic
characteristics of the population were statistically analyzed. Results There were 251 cases of positive thalassemia
gene, accounting for 28.72%(251/874) . There were 140 o —thalassemia carriers, with a positive rate of 16.02%
(140/874) . The most common gene mutation type was aa /—a’. There were 95 B —thalassemia carriers, with a
positive rate of 10.87% (95/874). The most common gene mutation type was CD26. There were 16 o — and 8 —tha—
lassemia compound carriers, with a positive rate of 1.83% (16/874); Comparison of the differences between Han
and Ethnic populations in thalassemia carry (P < 0.01) was statistically significant. There were 13 « —globin gene
triplet carriers, with a positive rate of 1.49% (13/874). The most common gene mutation type was aoaa ™7,

Conclusions  Baoshan region population has a high thalassemia carrier frequency. The most common gene
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mutation type was oo /—a *’and CD26. This study provides theoretical support for thalassemia prevention and

control as well as clinical genetic counseling in the Baoshan region.

[ Key words] Thalassemia; «—globin gene triple; Genetic counseling
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(140/874), i fa th Hb 2% 3% R BHAE FEAS 1) 55.78%
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Tab.1 Types of gene mutations in o-Thalassemia

F R n F (%)
ao/-o7 99 70.71
ou0y/--SEA 14 10.00
aa/a S, 10 7.14
~T/SEA 4 2.86
ao/-ot? 4 2.86
aKo/aa 2 0.43
—a/-037 1 0.71
~o37/0 S, 1 0.71
~37/--SEA 1 0.71
-7 1 0.71
ao/0Ba(HBA2:¢.377T>C) 1 0.71
Hb Hekinan II(HBA1:¢.84G>T) 1 0.71
HBA1:¢.293A>G 1 0.71
140 100

212 PB-HBEKRMER B IS FHMFEA
95 i , B —H T KL A A A BE PH MR S 10.87%
(95/874), ik i b 37 L R FHMEREAC 1Y 37.85%
(95/251), HrpK: i 15 FhEE R AR A, AR S
AL CD26 R, FRL LN 80%(76/95). Hik
1 CD17 15 3.16%(3/95), CD41-42 5 3.16%(3/95),
32,

®2 P-HFAMERERERR

Tab.2 Types of gene mutations in f-Thalassemia

HEPH A n FEIE(%)
CD26(HBB:c.79G>A) 76 80
CD17(HBB:c.52A>T) 3 3.16
CD41-42(HBB:c.126_129delCTTT) 3 3.16
IVS-11-654(HBB:c.316-197C>T) 2 2.11
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Tab.3 Positive carrying of Thalassemia among ethnic

minorities
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