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Analysis of o, 3-thalassemia Mutations in Guizhou
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[ Abstract ] Objective: To investigate the types of a, B-thalassemia mutations in Guizhou. Methods:
1406 cases of a, B-thalassemia patients with lowered mean corpuscular volume (MCV) and mean cor-
puscle hemoglobin (MCH) , together with Hb indication. Gap-polymerase chain reaction ( Gap-PCR)
and reverse dot blot hybridization (RDB) were adopted to detect three known a- and B-thalassemia
mutations. Then distribution frequencies were analyzed. Results: Among 386 individuals with «-
thalassemia and 1020 B-thalassemia patients, 12 «-thalassemia and 8 B-thalassemia major genotypes
mutations were tested. The top four mutations of a-thalassemia are:--sea/oc (65.54% ) ,-a3.7/ 0
(16.32% ) ,--sea/a3.7 (5.44% ) and -a4.2/aa(4.40% ) ; top four mutations of B-thalassemia
are; CD17/N(41.67% ) ,CD41-42/N(35.20% ) ,654-1/N(10.59% ) and CD17/CD17(3.63% ).
Conclusion; Spectrum of o, B-thalassemia in Guizhou is similar to those of other domestic regions,
mutation type is manly the Southeast Asia Deletion, D-sea, CD17.
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L1 —fRseR

W £E 2010 409 H ~2015 410 H P21 4l
PRER(MCV) AV 24 1 2148 & 5 (MCH) [FAIC L ifn
ZIAEH (Hb) HL UK $2 78 7T RE O B 2% 119 £ 35 1 406
], B B RS TERGOR R AR 0 ~85 %
SRR BH 12 A ot 27 (386 ) A B-th 7%
(1.020451)) , ASBIFFE 28 5“7 4 B 22 51 25 W A% 2 [+
B, BEB RN T2 M R =
L2 o, B-HigA G ik

Bz EDTA-K, HUEEML 2 mL, >R FH 2140 /]
TEE T A5 Hb Z5 R JEFT i A, MCV < 82 fL il
(B0 MCH <27 pg, Ifil.3 Bk FIEL IR # & 4
FAAME, W, ML E A(HbA) <2.5, 50k
HbBarts 5%, HbH, {128 a-#17%; 5{ HbA=2.5, )
2 B-HAT
1.3 A2

sz # EDTA-K, $it#éln 2 mL, $2H DNA H]
THEZT LS W, P2 Wrisn g B RN 65 A= 5
APl A PR, PCR 9715 R ] E-Cycler TM 96
AT AR A R 7)), PCR 74 v bk &5 2R
J Syngene BE K ISAR 2R G853 Mo I FH 5 Bk iy 224437
SR T E SOV ( Gap-PCR) A6 3 Ffr e DAY -2k
B SE P 2R 287 (--sea - Fll-o™ ) | B[] 5 44
3% (reverse dot blot, RDB) i A K 3 Fh i LAY o
BRAE 3 A 278 (o L™ ™) 5 I R 1) A
# 38 (reverse dot blot, RDB) £ A I rb [ A
8 Fhi ULAN O /b W, B-Hb A FEPR R AR AL AR
KAk CD41-42 (-CTTT) \IVS-II-654 (C >T) .CD17
(A>T).-28(A>G) . .CD71-72( +A) \BE(CD26 G>
A) .CD43(G>T),29(A >G) .CD27-28( +C) .IVS-
I-1(G>T) . IVS-I-5(G > C) .CD31(-C) ,-30(T >
C).-32(C>A) .CD14-15( + G) .Int( ATG > AGG)
B Cap (-AAAC) , BRAE AL B aR) G UL 1364 T

2 &R
2.1 oMU BRI

JER ) 386 i) o % SR MO AT
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LA 12 B -3 53 B PR 9 AR BE PR B, 4 A A3
MR EIME IR N --sea/ oo o™/ awer -sea/a” T a2/
ao . /-sea "o/ aa o’ /o --sea/-at o/
ot --sea/-a” o a o/a® o Fl ot/ --sea; Fi 4 Fir
ARV UL, Fir o LUy 91, 70% , J T 58

ARRUED L, R HRART 2% , WK 1,
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Tab. 1
386 cases of o-thalassemia in Guizhou

o= BRI A B TR Y

Type distribution of gene mutations of

2R |
A ; ST (%)
--sea/ ao 253 65.54
>/ ao 63 16. 32
—sea/o’’ 21 5.44
-o[”/aa 17 4.40
-0>7/--sea 8 2.07
oo/ oo 8 2.07
BERIES) 6 1.55
-—-sea/at? 5 1.30
Tt 2 0.52
--sea/a” o 1 0.26
2P/ aa®a 1 0.26
-a*?/--sea 1 0.26
“it 386 100. 00

2.2 B-HUFE LRGN A R
LR 1020 171 -4 22 A8 5 b HLEE P4 &
Hi, A 8 i B-dh A% A N 5 AR A, fK Ky CD17/N
(41.67% ), CD4142/N ( 35.20% ). 654-1I/N
(10.59% ) . CD17/CD17 (3.63% ) , CD41-42/CD17
(2.45% ) 41-42/CD41-42(2.35% ) ,-28/N(2.25% )
F1 CD71-72/N(1.86% ) ; Hijf 3 Fp 2 A8 A A4 H UL,
JIE 5 H A 78.24% LR 2,
2 FMAEL1020 6] B-HABENREERA
Tab.2 Type distribution of gene mutations of

1 020 cases of B-thalassemia in Guizhou

B-Hb 2 A

R ; IARE(%)
CD17/N 425 41. 67
CD41-42/N 359 35.20
654-11/N 108 10. 59
CD17/CD17 37 3.63
CDh4142/CD17 25 2.45
CD41-42/CDh41-42 24 2.35
28/N 23 2.25
CD71-72/N 19 1. 86
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