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[ Abstract]Objective : To study the distribution status,clinical manifestation of different gene types with B —thalassemia major.
Methods ; The clinical data of 101 (—thalassemia major patients admitted to Children’s Hospital of Chongqing Medical University
from January 2010 to December 2012 were retrospectively reviewed. The clinical manifestations, treatment and prognosis were identified
in different gene types through analysis. Results . The main clinical symptoms and physical signs include anemia(101,100% ) ,jaundice
(81,80.2%) ,hepatomegaly (70,69.3%) and splenomegaly (89,88.1%). The peripheral hematogram of the patients exhibited as micro—
cytic-hypochromic anemia. Ten in 101 cases discovered abnormal slow stripes in hemoglobin electrophoresis,and they proved out to be 3

thalassemia composed HbE by gene examination. Eighty—two patients detected HbF and all case” HbF rose up before blood transfusion.

YEE A 4B %) 5 % Email ;livhaiyancdc@aliyun.com, Only one patient had iron—deficiency anemia. There were 10 gene

B 6y L iR R types from 101 cases,the main genetic mutations were CDy; 4

EEEE T 7% Email. 1808106657@qq.com. (64/202,31.68%) ,CD,,(57/202,28.22%) , IVS-2-654(51/202,

TR BT DB E S AT & S35 8 (8% 2010- 2525%) , TATAbox-28(8/202,396%) and TATAbox-29 (4/202,
142) 1.98%). The main genotypes were CD,//CD,;(13/101,12.9%),

1.5 B AR : http:/Awww.cnki.net/kems/detail/50.1046.r.20150403.0905.003 html CDy/CDy1(13/101,12.9%) ,CD/IVS-2-654(11/101,10.9%) ,
(2015-04-03) CD/CDy(14/101,13.9%) ,CD,y/1VS-2-654(17/101,16.8%) ,
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and there was no difference in the age of onset, erythrocyte count,hemoglobin,swelling of livers and spleens,blood transfusion interval
between groups. The mean corpuscular volume (MCV) of genotype CD,/IVS-2-654 was bigger than that of CD;/CD,,(P=0.007).

Loss of visit rate of the 101 cases was 44.6% ,the rate of blood transfusion treatment was 75% ,otherwise the rate of iron chelation was

26.8%. Conclusions : The main clinical manifestations of B-thalassemia major are anemia, jaundice, hepatomegaly and splenomegaly.

B—thalassemia composed HbE may display as thalassemia major. f—Thalassemia major may complicate with iron—deficiency anemia.
The main genetic mutations are CD,,_4,,CD,;,1VS-2-654, TATAbox—28 and TATAbox—29. The MCV was bigger in B%B* genotypes

than B%B° genotypes. Loss of follow up is high and treatment rate is low in this study,so management is very important for these pa—

tients.

[Key words]B~thalassemia major;genotype ; clinical manifestation

by g B IR — 2R BR A A R A B I
21 s AL PR LR % e . AR R R 1 SE A
AT RS G]  BR R VA A IR =, &
T B —Hb i #X 1L (B—Thalassemia major, 3—TM ) J&
—RBIEHSR , o B B BV Al G T BN E A
TARA, B A T LT w2 2], 2180
TP R, B-TM LA, e fh &, a0
MNRITZT 10 ZRiser:, ittt FA IR 1.5%
PErr b BT LI BRAE 2 /DA 20 JT 4l T oW 4R
A FEEA) B-HAT L AN, %R R e akiE
A, 22 UL Ml g b X Bl 5 35 4% 5 1R A= T2
BT 28 R, HoR R B N R, PR E = A2
Wy S st A% R 95, 3R AT R %0 =k B4
1986 4F-F [ M v 33 ML IR A T A F 52 s B-TM
KRR A 0.67%2, 11 FE Jr H X &5 R 0w , Horp
P R ISR TR T ARA A B-
T™ #5717 %k 3.97%3, ) V5 553k 6.43%, T A< 1R
R IO R FPR T B-TM & A 45 7 R oy
1.48% , i —4F , H IR R W g JLE E B i i2
B-TM £ JL 101 5], AR SO R4S a5 AL R AU EA 7
SRR DUET 2 A8 IR, ins@xt B-TM BIAI,

1 BRETE

L1 ARt %

e 22 ) LRHE A S R L4 ¢ T B-TM [i2 Wi
FRuESa UG 2010 4F 1 H 1 HE 20124 12 H 31 HFEK
BRI A B L E B BE 218 1Y 101 4l B-TM LI IR
12 #i¥iirfk

IR . L AR TCRER , 3~12 H FF iR &, 218
PEIEAT A MR, ATt 1 R 2R, H
AR RTINSk FRAR R AR SS th E  HREE RS E
BRA SRR A

M 2E A A DA L4 A [RIRR B ) /N AL £ 35 22
Ifil., Hb £2<60 /L, SMNE ML ARIE SR — , KNG, HyeiRk
PeXP R, Reti THETBIEH ; @B BEANIE A KA 1A NS5 10,

27 Z A IR ER, AP MRAh 2T iR = QLT B S I
PERR S8R B 5 S E i i 218 (1 FB UK Cii M IB Y7 R ) - HbF B
BIE, —RIK 30%~90%, XK RIEAA B Tz, 7
T s DR 8 e DX, R M S 3 R T

SIS T BE DR A 2 b TR T L2 W) A, B-TM
FFERTY B0 ok BN ali G T BN E A TIRE,
1.3 FIedrik
131 MR R H A SYSMEX XE800i 4x H 5l
I 240 Y 43 A7 SO R AR 1L 2T 8 1 7K F- (hemoglobin, Hb) | £T 4l
M4 (erythrocyte count, RBC) ~FI 2L 40 AR FL (mean cor—
puscular volume , MCV) V34 21 41 ifd Ifil £1. 75 1 & & ( mean
corpuscular hemoglobin, MCH) | £1. 40 Jit ~F 2 1l 21 & 1 ¥k
(mean corpuscular hemoglobin concentration, MCHC ) 541 24§
PEATREIN SR PR IR ISR I HDF , B AR 4T 4 2% M vk
A HbA,,
132 B EREE AR AT SR IRCHD A i 1 A e vp R
[RIZ] DNA (I 3% R 24 DNA $2E00 &, RARA AL RHEAT
B/ ) ; PCR S [1] 45,2428 (PCR-reverse dot blot, PCR-RDB)
FOARKGN B-FEDH ULIY 17 AOLA5 (41-42 43 1VS-2-654 —
28.-32.-30,-29.71-72 17 .14-15 BE 31 ,27/28 IV S—-1-1,
IVS-1-5 CAP Int) 1Y & H S 2728 (B 2 Wil R & DI
e ARG IRAT)
14 %itdrik

S FH UBEPE S 4T 7 e WF5E 101 15] B—TM B Al A | 52
Y AHIE 297 R RS IS 0L, AR R 58 A 2R 42t
B RS A SR A 2R R A G T B
JEFH SPSS 17.0 e R A 40430, HHEE R R DL
PR S B s  THECSORNA T 43 e (%) R, #0526 5%
P SRR ERLIN 3R 7 25 00T 5 7 8 5%, R HURR RS B, 441 1]
WO e A, 76 7 22 HAT SR UPERT R FH B R 2R Bonferroni A 1E
T ZEATEIT AR BERE LA TC 25 57, R AT IR L3, vk
M a=0.05,

2.1 —#ER

101 %1 B—TM L Bk 62 4, ok 39 4, 5 2 L)
1.59:1; LR AF R/ 2 H 8 K, ik 6 % 4 A 4
ﬁ% 8 H o



BERERKZEZER 2015 £5 40 B 4 B8 ( Journal of Chongqing Medical University 2015.Vol.40 No.4 )

— 557 —

22 FZIEIRBARAE

101 1  JLh A5 1 101 4611 (100% ) , e 81 4] (80.2%) ,
JEREA R 70 51 (69.3% ) , REHEIP K 89 4] (88.1% ) , FFik THI 25
25 111(24.8%) .
23 EREKD
230 IMFEH AR AHTE 82 I B-TM & LYI2 L H
KL, BT M. 34.29% (28 44) , AL I 58.5%(58 1) , B
HIEALM 7.3%(6 1) ; Horb 67.1%(55 #i)) LI MCV & T
80 f1,MCV XJ{f } (76.81 + 6.87) fl;F44 MCH (23.06 +2.32)
pe, 3 MCHC(299.85 +22.77) ¢/L.
232 IMLIFEAEK 82 BB EITILIE A E KA, H
P10 B % RS R AL I AR IE SR BE 05 5878
23.3 HbF ERALE 82 BlRFH M AT HbF & A
S FFE IR (64.39 +£20.57) %, HbA, -1 (4.55 £ 8.84) %,
234 [l #E (serum iron, SI) A LA A 82 Bl JLw)iL i}
FHRA ARG A ST (38.10 £15.77) pmol/L, BV (145
4 71 (total iron binding capacity , TIBC )17 (60.62 + 13.37)
wmol/L, %% 4k 2 M 1) Il B (transferritin saturation , TS) -
(60.15 £20.10) % , Hr (W 1 $il5IL TS<15% , i5 B Skt 27
M2 WikRE,
235 MiRFHEAR MR AG A 101 5] B-TM f73LRAG | 3
I 10 Pl B FENZEASSERY X 10 FiSEE R RSl 21 Ak
KA, 135 3 Fh BYRC 4li&F (27 1],26.7%) .4 Flt BYBC XL
BAAF (17 11,16.8%) .7 Fl BUBKLTEZ 4T (36 1],35.6%)
Ko 3 B BUBE(5 1],5.0%) , 1 Ffr B/B+4li& T (7 #1,6.9%) ,2
it BB IE 5T (4 111,4.0%) , 1 F B/BE(S #1,5.0%) , UL
£ 1,

%1 1014 p-TM BILERER
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Tab.3 Comparison of clinical manifestation among patients with different genotypes (x +s )
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HbF (%) 63.10+19.66  51.62+26.74 7332+ 15.20 67.35 +25.03 68.44 +22.37 1.849 0.131
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