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Abstract: Objective To understand the detection rate and gene mutation types of amniotic fluid prenatal
diagnosis of fetuses with thalassemia in Guangxi. Methods Amniotic fluid of fetuses that might carry the
gene of thalassemia was extracted from prenatal diagnosis centers in Guangxi during 2018 — 2021, and Gap-
PCR and PCR-RDB were applied to diagnose a-thalassemia and B-thalassemia genes and provide eugenic coun-
seling for pregnant women. Results Totally 21 989 (77.32%) fetuses with genetic abnormalities for thalasse-
mia were detected in 28 439 amniotic fluid specimens,and the detection rate of a-thalassemia was higher than
those of B-thalassemia and a-compound B-thalassemia (P<C0. 05). The difference in detection rate of fetal am-
niotic fluid thalassemia during 2018 —2021 was not statistically significant (P >>0. 05). The top five detection
rates of a-thalassemia genotypes were:—""* /oo, —" /= -7 /aa s~ /-7y a a/aa, and fetuses with mod-
erate and severe a-thalassemia accounted for 16. 81%. The top five detection rates of B-thalassemia genotypes

Were:B(thz/BI\' ’B(:[m/BI\' ’B—ZS/BN ’B(‘l)ﬂ—flz/B(‘l)n—flz ’B(‘DH/B(‘I)H—'IZ ,and fetuses with moderate and severe B—thalasse—
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mia accounted for 4. 20%. The top five detection rates of a-compound B-thalassemia genotypes were:—""/aa,
B(‘,D*LI*ALZ/BN ’7751‘:/\/(1&’3(7[)17 /BN ’7a3.7/aa’8(‘[)41742 /BI\ ,’(X3'7/(X(X,BCD17 /BN ’7Q4.2/aa’B(‘D4l*4Z /BN. ACCOrdlng to the I‘esul‘[s

of prenatal diagnosis of amniotic fluid, physicians recommended "couples dicide whether to take medical inter-

vention" in 3 475 cases and "medical intervention" in 3 289 cases,but the pregnancy was terminated in 4 273

cases eventually. Conclusion The detection rate of fetal a-thalassemia in amniotic fluid prenatal diagnosis of

thalassemia in Guangxi is significantly higher than that of B-thalassemia,and moderate and severe thalassemia

account for a large proportion,a large proportion of couples are able to listen to the doctor’s advice for medical

intervention,therefore, routine prenatal screening and diagnosis are the most fundamental measure to avoid

the birth of fetuses with heavy thalassemia to the greatest extent possible.
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*2 ot FEBE B S A IE R (FF 20 62)[n (%) ]
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—SEA /o BN /BN 1 859(23. 65) 1.861(24.23) 1 676(23.69) 1 401(24.08) 6 797(23.90)
~SEA j_SEA N /gN 501(6.37) 492(6.41) 447(6. 32) 325(5.59) 1765(6.21)
-o* 7 /aa BN /BN 437(5.56) 149(5. 85) 392(5.54) 310(5. 33) 1 588(5.58)
SSEA 3T gN /BN 343(4. 36) 345(4.49) 349(4.93) 298(5.12) 1 335(4.69)
«Sa/aa /BN 223(2. 84) 257(3.35) 226(3.19) 220(3.78) 926(3. 26)
- * faa BN /BN 190(2. 42) 192(2. 50) 167(2.36) 151(2.59) 700(2. 46)
B/B

SSEA 0SS BN /Y 191(2. 43) 153(1.99) 160(2. 26) 142(2. 44) 646(2.27)
SSEA gt gN /Y 160(2. 04) 148(1.93) 131(1. 85) 113(1. 94) 552(1.94)
" a/aa /BN 119¢1.51) 87(1.13) 109(1. 54) 62(1.07) 377(1.33)
SSEA WS e g /Y — 88(1.15) 78(1.10) 56(0. 96) 222(0.78)
a®a/aa /BN 44(0. 56) 43(0.56) 40€0.57) 31€0.53) 158(0. 56)
—SEA ¥ gN /BN 26(0.33) 3400, 44) 22(0.31) 23(0. 40) 105(0. 37)
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R 2 et REE B S ER (BT 20 60)[n(24)]

He 9w 2018 4F 2019 4F 2020 4F 2021 4F &t

- THAL WS gN /8N 100(1. 27) 2€0.03) 1€0.01) — 103(0. 36)
a“a/aa,pN/pN 19€0. 24) 23(0. 30) 21€0. 3) 10€0.17) 73(0. 26)
- THA e BN /BN 21€0.27) 21€0. 27) 14€0. 20) 12€0. 21) 68(0. 24)
o™ /oo BN /BN 10€0. 13) 14€0.18) 11€0.16) 11€0.19) 46(0.16)
-7 /-t BN /BN 16(0. 20) 12€0.16) 12€0.17) 3(0.05) 43(0.15)
o7/t BN /Y 7€0.09) 11(0.14) 12(0.17) 5(0.09) 35(0.12)
-7/ a Y BN /BN 2(0.03) 13€0.17) 8(0. 11D 7€0.12) 30€0. 11D
- SEA j__THAL gN /N 10€0.13) 5(0.07) 9€0.13) 5(0.09) 29(0. 10)

TE . — Rm L.

£3 B-Hb B B B 4 AR 18R (BT 20 62)[n (%) ]

ek 2018 4F 2019 4 2020 4 2021 4 A1t

aa/aa B /BN 390(4. 96) 347(4.52) 369(5. 22) 262(4. 50) 1368(4. 81)
aa/aa g /8" 198(2.52) 209(2. 72) 182(2.57) 161(2.77) 750(2. 64)
aa/aa B8 /BN 88(1.12) 74(0. 96) 81(1.14) 54(0.93) 297(1. 04)
aa/aa, B2 /DI 63(0. 80) 72(0.94) 56(0.79) 53(0.91) 244(0. 86)
aa/aa BN /B 73(0.93) 68(0. 89) 51€0.72) 52(0. 89) 244(0. 86)
aa/aa gV TE54 /N 52(0. 66) 59€0.77) 51€0.72) 14€0.76) 2060, 72)
aa/aa p7TE /BN 39€0.50) 40(0.52) 27(0.38) 21(0. 36) 1270. 45)
aa/aa g% /8 36(0.46) 34(0.44) 26(0.37) 27(0.46) 123(0.43)
aa/aa P8/ pEPIE 30(0. 38) 29(0. 38) 30(0. 42) 16(0.27) 105€0. 37)
aa/ a0, gEPIZ /pIVS 65 37€0.47) 18(€0. 23) 26(0.37) 15(0. 26) 96(0. 34)
aa/aa B /B 36(0. 46) 24(0.31) 20€0. 28) 14€0. 24) 94(0. 33)
aa/aa BV /Y 32(0.41) 14(0.18) 10(0. 14) 8(0.14) 64(0. 23)
aa/aa g7 /R 9€0.1D) 13€0.17) 9€0.13) 10€0.17) 41€0.14)
aa/aa B0 /R 16(0. 20) 8(0. 10) 9€0.13) 6(0. 10) 39(0.14)
aa/aa B /REPTETE 13€0.17) 10€0.13) 10€0. 14) 5(0.09) 38(0.13)
ae/aa B0V /gIVS 654 9¢0.11) 7(0.09) 10(0.14) 8(0.14) 34€0.12)
aa/aa f 28 /gl o 6€0.08) 6(0.08) 9(0.13) 5(0.09) 26(0.09)
aa/aa BN /BT 6(0.08) 6(0.08) 5(0.07) 7(0.12) 24(0.08)
aa/aa f /BN — 8€0. 10) 12€0.17) 4€0.07) 24(0.08)
aa/aa BEPHH2 /pIVS T 10€0.13) 1¢0.0D) 4(0.06) 6(0.10) 21€0.07)

T — Ron T .

x4 «EELFHMABERBST(HT 20 6)[n(%)]

ekl 2018 4f 2019 4f 2020 4 2021 4 Ait

5B /g P2 /BN 82(1.04) 79(1.03) 81(1.14) 70(1. 20) 312(1.10)
—SEA /g P /BN 39(0. 50) 44€0.57) 50(0.71) 36(0.62) 169(0.59)
o7 /aa B /BN 34(0.43) 37(0.48) 290, 41) 31(0.53) 131(0. 46)
-o* 7 /aa g /BN 19€0. 24) 28(0. 36) 13€0.18) 16€0. 27) 76(0. 27)
-o*? /aa g /BN 19€0. 24) 20€0. 26) 16(0. 23) 11€0.19) 66(0.23)
—SEA Jaq B8 /BN 17€0. 22) 18(0. 23) 16€0. 23) 12€0. 21) 63(0.22)
SSEA T gtz /g 15€0.19) 13€0.17) 13€0.18) 16€0. 27) 57€0. 20)
"o/ aa M7 /8N 11€0. 14) 17€0. 22) 18(0. 25) 10€0.17) 56(0. 20)
~SEA j__SEA gCDHZ /gN 21€0.27) 13€0. 17) 140. 20) 6(0.10) 54€0.19)
aSa/aa g7 /BN 18(0. 23) 7€0.09) 15€0.21) 12€0.21) 52(0.18)
SSEA J g RIS 1769 /gN 12(0.15) 12(0.16) 11€0.16) 7(0.12) 42(0.15)
~SEA J g g% /BN 13€0.17) 6€0.08) 10€0. 14) 8(0. 14) 37(0.13)

«®a/aa g7 /pY 8(0.10) 14€0.18) 110.16) 3(0.05) 36(0.13)
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B A 2018 4F 2019 4 2020 4 2021 4 A1t

~SEA J o BEPTETE /BN 9€0.11) 10€0.13) 12€0.17) 5(0.09) 36(0.13)
" a/aa g /BN 9€0.11) 12€0.16) 4€0.06) 6(0.10) 31¢0. 11D
~SEA /g BEPYT /pEPIT 9¢0. 1D 6(0.08) 11¢0.16) 3(0.05) 29(0.10)
SSEA T g /N 6(0.08) 5€0.07) 10€0. 14) 8€0.14) 29(0. 10)
SSEA gt gebiraz /g 3(0.04) 6€0.08) 12(€0.17) 5(0.09) 26(0.09)
SEA j__SEA gUDIT /gN 10€0.13) 7€0.09) 4€0.06) 3€0.05) 24(0.08)
o % /aa Y/ 4€0.05) 5€0.07) 4€0.06) 10€0.17) 23(0.08)
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