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[Abstract]  Objective To retrospectively analyze the positive rate, variants types and distribution
characteristics of thalassemia gene detection in Changsha Maternal and Child Health Hospital. Methods
Thalassaemia gene detection was performed on 21,618 samples from October 2013 to June 2021, of which
Gap-PCR and PCR-reverse dot blot hybridization (RDB) were used for samples from October 2013 to
December 2018. The samples from January 2018 to June 2021 are detected by PCR and flow-through
hybridization, and rare thalassemia gene variants are detected by electrophoresis and sequencing. Results
Among the 21618 samples, a total of 8,631 cases of thalassaemia were detected, with a total detection rate
of 39.9%. Among them, 4239 cases were o-thalassaemia in which the most common types are; — —%*/
aa (69.7%), —a""/aa (18.3%), —a"*/aa(3.8%). There were 4182 cases of B-thalassemia where the
most common types were "7 /@Y (38. 2%, FP/RY (26, 8%, PV /BY (14, 3%). 210 cases of a-
thalassemia combined with g-thalassemia in which the most common types are £°""** /8" combined —a""/
aa(14.8%) . B*5" /B¥ combined— " /aa (11. 4 %), g7 /g¥ combined — —"" /aa (9. 5%), g7 */
B combined — —%" /aq (9. 5%). It contains seven rare o-thalassemia gene variants, fifteen rare §

thalassemia gene mutations and four new variants whose names were HBA1:c. * 51-53(-CCT), HBB:c.
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92+4_92+ 15delggtatcaaggtt, HBA1: c. 96-58C>T, HBA2: c. 305T>G. Conclusion Changsha is an

area with a high incidence of thalassemia. The retrospective analysis of this study provides a reference for

the genetic counseling of thalassaemia in Changsha.
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MCV MCH Hb HbA2

5 b (pg) (g/L) (Y%
HBAT1:c. * 51-53(-CCT) 67.9 21.8 101 2.3
HBB:c. 92+4_92+15del ggtatcaaggtt 52.4 16.2 102 4.3
HBA1:¢.96-58 C>T 72.8 25.2 88 2.4
HBAZ2 :c. 305T>G(p. L102R) 76.4 24.8 117 2.3

E :MCV -2 2140 i 25 FX (mean corpuscular volume) ; MCH :
SF- 25 21 40 M 1fi. 21 4 F & (mean corpuscular haemoglobin) ,
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1 85.9 209 117 4.2
) ¢ 31645G=C g5 5 30,8 119 4
3 c. 43delC 731 23.6 87  3.88
4 71 241 107 4.7
: LA 75 23.2 106 4.9

7.2 23.7 121 1.4
6
7 c. 287_288insA 70 21.6 86 4.9
8 78 25 108 5.5
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11 €22 G>A 58.2 17.1 95 4
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13 ¢31545G>C  78.5 24.8 138 3.6
14 .78 A>C 72.2 22,7 110 5.2
15 c. 43delC 73 2.7 85 5.4
16 e *111A>G 729 24.7 133 3.7
17 .81 A>C 73.7 242 123 4.3
18 . 9241G6>C 76.6 259 110 5.6
19 . 3004+34G>A 80 26 12 2.3

F: MCV S Y927 40 i 28 X (mean corpuscular volume) ; MCH ;
S 25 21 40 M 1M, 215 1 5 (mean corpuscular haemoglobin).
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