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Gene type study of alpha-thalassaemia in Chongqing
WANG Li,et al
(Department of Pediatrics ,the Second People’s Hosptial , Yibing City in Sicuan Province )

[ Abstract ]JObjectives: To study the distribution status, clinical manifestations and laboratory test characteristics of alpha~thalassaemia
gene type in the city of ChongQing to approach the importance of genetic diagnosis for alpha—thalassaemia, and the significance of thia di-
agnosis for antenatal screening and prenatal diagnosis to promote the survival quality of human being. Methods : This study was performed
in the Children’s Hospital of Chongqing Medical University. One hundred and three alpha —thalassaemia patients were involved in this
study. They had taken the tests of serum iron(SI), total iron binding capacity (TIBC), transferrin saturation (TS), hemoglobin( Hb )
electrophoresis and genetic examination. Retrospective study and prospective study were performed with the results. Results:(1)A total of
72 patients underwent SI ,TIBC and TS,and 55.56 %( 40/72) patients had SI decreased, TIBC increased and TS decreased. (2)92
serum samples from these patients had Hb electrophoresis, in which 31.52% (29/92) presented fast band. (3) In this study, there were
82.52% (85/103) deletional alpha—thalassaemia and 17.48% (18/103) non—deletional alpha—thalassaemia. (4) In 85 deletional al-
pha—thalassaemia , alphaO-thalassaemia was more than alpha+—thalassaemia. Conclusion: (1) Deletion form is the main form of o tha—
lassaemia in ChongQing. (2) alphaO-thalassaemia is less than alpha+—thalassaemia. (3) Genetic diagnosis is the gold standard for this
disease. (4) It should be emphasized that antenatal screening and prenatal diagnosis are important for better lives of human beings. (5)
Alpha-thalassaemia can affiliate nutritional iron deficiency anemia (NIDA ).
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2000 4E 1 A = 2005 4 11 APIE, BRER KZME
JLEERE o HPEHMEFI2EEIT 103 6, A REE
Sk HERHIX , B HAPELERE] 23 6, 11256 80
il Bk 56 41, &k 47 615 JLE (<18 % )72 6], A 31 4.
JLEVRSERE/D 1d, K16 5, P BER R 55 11 A,
HANFoMAE 6 Hl, B 316, HA 23 HIERILHE,

103 FlEHH 72 B2 M (S1) S8 458 J1(TIBC)
FYE AR (TS), 103 #ilEE T o2 #i7r Hb #k, 103
Bl E B A REAH,
12 EBRFE
121 IMEK BREEH HREORAME SREKILE
HIE
122 MZFHEAB KA HOF &0 ML ESHK:2cmx 8cm
BEATHIETE TEB IR 20 min A EEUH , |ELARKDYE,
B Hb ¥ 10 w1 SR, SRS E TR, BL/E 140 ~ 200V ,30 ~
50min 3K, SIKTELE, FXAFBY R, ANXEEK 4 ml(HbA 4 8
mD)¥ERRE 30 min fF LG, A Hb B,

%€ HbF: B Hb ¥ 0.1ml T A 1/12N HE LM 1.6 ml,
1 min JEIIAEAM AR (NH,),S0, 3.4 ml IRAJ5d 8. B —id4s
FA 4 ml BUEEZKH 0.02 ml Hb WL EHE R,
123 HEERN(ZEATERSEWEERN)  BURA KL
5 ml 25 DNA, 51¥/F31 % 1.

R1 oPiEFAOHEAERLT DNA 514955

DNA 3[4 ElE/1s27]

SEA-F 5’-GCGATCTGGGCTCTGTGTTC-3’

SEA-R 5’ ~CCACGTTGTGTTCATGGCTGTG-3
4.2-F 5’ ~-GCTTTACCCATGTGGTGCCTC-3’
42-R 5’ ~CCCGTTGGATCTTCTCATTTCCC-3’
3.7-F 5’ -CCCCTCGCCAAGTCCACCC-3’
3.7-R 5" -AAAGCACTCTAGGGTCCAGCG-3’
a2-R 5"-AGACCAGGAAGGGCCGGTG-3’
Cs-F 5’-GTAAACACCTCCATTGTTGG-3’
cs—R 5’ -GCTGACCTCCAAATACCGTC-3

124 PCR %1 PCR & 73§ #4Y PTC-200 L3k
T, R ERFR 251, F 20 mmol/L Tris—HC1(pH 8.4),
50 mmol/l KCI,2.0 mmol/L. MgCl,, 5[4 % 0.5 1,0.2 mmol/L
& dNTP,2.0U [ Taq B, 100 ng B3£I 4 DNA, PCR fEF &
£:37°C10 min,94°C 4 min(95°C 60 s,60°C 60 s,72°C 180 s)
x 36 YRIEI G, 72°CIEMH 10 min, A7 5E G B PCR 724

10 w1, 10 /L BB BEFEEER K T sk , B J5 BAMNR I IRAR
AT BRAR /B Bt (R e 4 B B AR 2 A
1.3 %itFk

B SPSS13.0 #M43E T4 0T, A P<0.05 HEFF
ENIE-98

2 & B

2.1 diFsk BB LA N HEE MR EEN

72 5l SI.TIBC.TS,40 f(55.56% )13 SI<11 . mol/L,
BERES A 1 570w mol/L, TS<20%
22 MirEEHEK

A 92 BB E M Hb Bk 1),63 41(68.48% ) IEH# ,29
#1(31.52% ) KB HR AT , % Hb S B4 T 3.40%~29%2
8, 5% Hb S EMFHEN 11.97% + 7.50%., 92 ] HbA2
¥ <2% FEIE TR,
23 AESH

103 BB E P Bk 1 MR EH (RN -a/a o )23
15, Btk 2 DERE (FEEER —/ a o )40 i, ik 3 N EHE
F(HERR /- )22 B, 1 NMERAREE(EFRBN o of
a acs)9 Bl 1 NERREEIF 2 NRFE K EGERE
o ae.s)9 B, BLREY 85 Bl ([ 82.52%), G AL 18 4
(5 17.48%), 7 85 Pl Bk o O R g#Y I 2% AT 40 5
(47.06%), o * #HEEL M I B F 23 41(27.06% ), o HiHHE
WIS o HFEFTMNELRE T 22 $(25.88%), 45 ] o
M A O R A BT 23 ) (51.119%), BRI 22 4l
(48.89%) . RIS AL Bk E] UL 2, ke BY el ik LI 3,

IRHE R iR 2 IR SE R, 103 BB E 4,32 i
#1EM(31.07%),40 FI52 5 (38.83%),31 A E1(30.10%),0
BIERI(0%). FEBHA 23 B, #1582 11(8.69%) , 525 6 1]
(26.09%), 1AL 15 l(6522%), [Ti2wH) 80 Fith, k-2 30
#(37.50%), 325 34 51(42.50%) , HFEIEY 16 16(20.00% )

Xt 10 5l s A R L 3 BRI K 1 B R B LBG AL
BEXUT s — BT RN, & IS RAT A LR,
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o H R A IR T o B A O Bk B
VIREGRPE (SR )T T3 o BRE A R BB AT
SIEM—HE MR M, o BREAFERNT 16 54
Rk B (16p13.33-pl3.11-pter) , BK 25 29 kb, 1
T TN EMR o BEFANBEE, GREOK A
B o AR o K, 5 RT3 5N
JPAr RN o2 ol 2R, HRHEIEE K BB A KA,
A LAST Ay i 2K R AN AR B 2R R T K AL IR 2R T o o
Mg AR IR & B BRI B BB, D RO R, AR
FABL 103 FlRH], LISRK A £ | 82.52%, JE Bk






