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Abstract: Objective To explore the carrier rate of thalassemia in Laibin city, Guangxi Province, and provide a theoretical basis
for the prevention and control of thalassemia. Methods From January 2020 to December 2021, 88 152 patients were screened
for thalassemia in the outpatient department of the Women’s and Children’s Hospital of 4 counties, 1 city and 1 district in Laibin
by blood cell detection and hemoglobin electrophoresis. The common and rare genes in initially screened positive individuals
were detected by gap polymerase chain reaction (Gap-PCR) and reverse dot blot (RBD), and the results were conducted by
statistical analysis. Results () There were 22 553 positive cases in the preliminary screening and 8 327 positive cases received

the diagnosis of thalassemia gene. A total of 4 944 thalassemia carriers of thalassemia genes were detected, deducing that the total
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thalassemia carrier rate in the population of childbearing age in this region was 15.19%, including 3 200 cases of « -thalassemia
carriers (64.73%), 1 424 cases of B -thalassemia carriers (28.80%), and 320 cases of were carriers « -thalassemia combined with
B -thalassemia (6.47%). @ There were 3 168 cases of common thalassemia (99.00%) and 32 cases of rare thalassemia (1.00%)
among « -thalassemia gene carriers. A total of 13 mutant genes and 34 genotypes were detected, and genotype ™/ o o was the
comes first. (3) Among the B -thalassemia gene carriers, there were 1 411 cases of (99.09%) common thalassemia and 13
cases(0.91%) of rare thalassemia. A total of 19 mutant genes and 25 genotypes were detected, with CD41-42 (-CTTT) being the
most common. @ A total of 53 different genotypes were detected in the carriers of « -thalassemia combined with @ -thalassemia,
and the top genotype was -/ a o B "M/ BN, (B The carrier rates of Yao and Han nationality were comparable, and the
differences were not significant (y’=0.300, P=0.584). The differences in carrying rates between Zhuang and Yao (y’=23.66, P
< 0.001), and between Zhuang and Han (y’=116.98, P < 0.001) were significant. © The carrier rate in Xiangzhou County was
the highest (20.04%), while the carrier rate in Heshan City was the lowest (12.38%). (D The carrier rate of females was higher
than that of males, and the difference was significant (x’=182.03, P < 0.001). Conclusion The variants genotypes of

thalassemia in Laibin were complex. This study was the first to investigate the carrier rate and gene mutation spectrum of

thalassemia in Laibin Area, which provides valuable baseline data for genetic counseling and prenatal diagnosis.

Keywords: thalassaemia; genotype; gene carrier rate
BRAE AR AR M 2R T &
WIABREHE o (HBA) 3%/ 1 B (HBB) Z—#Kikfk
RGBS EpR, TEHR Eam), FEE
AT | PR | BRI AR Y e
T AL M VR B AE T E R VT LA X,
2 R R S ) =4 - AR P AR . HAT,
P 0™ R AR 1 AR R B A B I AR = A
ROAIRYT B, DRI Fir i A R 7= 52 Woxt wi g
FRVERE A B 2 i s LA A e
KRBT VO AR hEs, BA i
ZFR, HETAHDCH ST FORMU R TR BT M X,
ENIENER/ OO SN B= AW 37 2 ip7 o ey
TR 1M BE R AL 5 s AT, DA AS b X
WL R B2 W A 0 (5 1 L5
1 5 A&
1.1 ARzt % HHC 2020 4F 1 H ~2021 4F 12 A1E
SR T P B — T — X E 2 R BT T2 AT 0 A
ZE B AR A ) R AHE 88 152 71, i Bk
44 076 i, 4F#E 17~50 %5 Pk 44 076 B, iR
16~54 % o i 32138 PRI HG R
12 AEAX A XN1000 4> H 30 1 48 i 2 71X
KeBie &5 ( HA Sysmex ) , 4 H3h/\GEIA &R
B R IKAL KL E 7] (7% E Sebia Capillarys2
Felx Piercing ) , 824s #i& A 4 B & H it &%
MR O & (A EBEAMHARAF)
Hema9600 F& [ 4 353 ( By HE 5 PR =AU 88 AT PR 2>
A ), YN-H16 BUfH R 28 2, B ULk AR 1 AR e
T PR B 0 35 PR ARG I i) & [ REAE AR (BRI
AR FE] ], 5 U BR AR 1 AR W A 1 2% i 3
[ WREAEEA (TR A BRA R | F4F & FHF
A ], SACERER P A R A 2 A DL
AR,

1.3 7

131 BpACREE: ZO Al Ik 3 4y 2ml A1
ki, &L RN O 8 (EDTA-K, ) bk
b, S35 T A MG I L 418 1 (Hb) 2143
I3 RNER AR 1A BRSPS 1M RE A 0B

132 Wiy ik SR A4 A 3l 40 i o B A0 e
CLANML A ISR R B 408 f VKA AT Hb 20
Gy AT e FARIRAE AR H IR O AT . T A
BH P 40 D s 9 A = D o, 200 e G 00 8 73 0 SF- 247 21 24
J AR TR (MCV) <821l B~ X £1 40 Jfd 1fi. 21 8 1 &%
i (MCH) <27 pg; Il £L 8 1 HL VK W7 i 402K
1 A2(HbA2)<2.4% 5% HbA2 > 3.4% ok Ifil 2176 [ F
(HbF) = 5.0% it Bl 208 (153 4. DL 1
AT i P A 0 A PP, RF 0 A B 1 [l
HEATREPIRGI

133 BRER 1A= IR fep P 2 I A RIS

1331 BRI RIIR A s UL H i E
A 1R i Bt e R Y 5 DA ot k1 i v 4
HUEE[A 2 DNA,

1332 WLBRA 1 A hi o i 1 3% 1 66 R 12 T
Xf 4 Il s A BE R ], ) 22 0 SR iR
JZ I ( gap polymerase chain reaction, Gap-PCR ) $%
ARYEE 3 Fhwg DA B Y o - PR AR 1 AR BB A
FUM (-, - M -a™) 5 I T A
F S 1 SR A R R AT 2 28 ok B AR LAY S 17) 36
%438 (reverse dot blot, RDB ) ¥ 46 il 3 #l & W, fr)
o- B EE A 78 (Hb QS, HbCS 1 HHWS)
L 17 i DLEY B - BREE 2R KT8 [codond1/42
(-TTCT), IVS-11-654 (C>T), —28(A>G), codon71/72
(+A), codonl7 (A>T), codon26 (G>A), codon31(—
C), codon43 (G>T), —32(C>A), codon27/28 (+C), —29
(A>G), —-30(T>C), codon14/15 (+G), CAP +40 to +43



98 AR 56 D= 2 % 35

H39% F2i 202443 A T Mod Lab Med, Vol. 39, No. 2, Mar. 2024

(-AAAC), initiation codon(T>G), IVS-I-5 (G>T),
IVS-I-1 (G>T)].
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—a*-a® 4 0 0 0 0 0 0.13
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ot aa 2 1 1 1 0 0 0.16
a®ala®a 1 1 0 3 0 1 0.19
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