E AR I E ¥ 407 2019 4F 6 A % 40 %% 12 3 Int ] Lab Med.June 2019, Vol. 40,No. 12 e 1517 -

U S S DR S XA B R 2 g A4 S AR A Rl
LA A2 I PR P L 9 5K

2%k

(1] SR, BB ML /NHE G A7 458 495 A0 2 a0 2 LT . i K i o
S .2018,20(2) :216-220.

(2] Z30FE, Gk A Bt 55 HLR /MR LE I A o B2 i B
SMEEED S]] K8 E % 516K ,2016,13
(10) :1401-1403.

(3] FE DUt A HLR /MR AT 5505 77 8 B 70T 1. 5 IR 1
W 2 2 3k Chiy Il 5 A6 58 . 2014, 27(10) :890-891.

(4] sk ZEE M, 2205 ). 1 & I 5 I 8% 77 98 25 /) i
PR FCT . W PR I 5 K 35, 2014, 16(2) £ 203-204.

(5] FR. KA MR A O 2 A7 I A0 R H i 2 1 20 43 A
B B[] v E e &, 2014,27(11) . 1178-1180.

(6] HkEWE RIS , LI 8, 45, HILR aM /N T 24 2 A7 45 31
HLHI R LT ], o i i 4% 35, 2018,31(6) : 674-676.

(71 BREF, 2 B8, Bl A8, 5. I o I 9% 2 7 4 B B0IR BF 5%
(. PR I 9 2 4% 7 CHa I 5 K 38 RO 2013, 26 (1) £ 132-

134.
(8] fREL. el k. 77 ¥ M & MG B RER g5 m

cERIEE -

257 B e [ 1. o [ 1 24 5 - 2016, 29(9) : 1066-1068.

(9] 2% i HAR . U5 A ARCF & B2 48 1R R /MR
4 1 PRI ZE L. I DR I Y 2 2% oy 1l 5 462 55 , 2018, 31
(1):153-154.

[10] BMA&AME, T =38, 22000 . 55 TLIK0 —+  40 ik ol 9 25 5 70
2y 1 I FH AR A A L. I DR 1M 55 A6 365 2018, 20 (3)
250-252.

C11] SR HE A AR, INAE, 45 98 IR B R i /I Al T30 24 3 468 =X )
5 N R gE L) ], 9550 5 B PR 2%, 2015(6) : 727-729.

[12] Z=E40, BRp ME By, 25 22, B PR 32 3 Xl o7 R Il /AR T 24
ki AR A R 2R L) ). IR B 6 38 B 2 24 3 2017, 38 (24) .
3500-3501.

[13] 2%, 5. 90 249 ikt 4 X %ok B SR o /1N W 28 77 3 25 4 8
PR FTLT . G R4 5 45 56, 2017,19(6) :561-563.
[14] #p4e, BLBEHT , Bote 9 , 45, 31 5T R 16 il T BHCIR 434
B SRt FE L], v B i 4% 35 . 2016,29(9) : 962-966.

(157 253 48 0 s A RE. " 10S" % BIL7E I 900 126 77 o 1 785 20 v
AT, o 4 i 2% 75 . 2018,31(2) :212-214.

ORRS I 01:2018-12-26 & [a H 91.2019-03-27)

B -3 R R LA O R I HBB B REM ST

FREE . E AT ESRCTRE R B RAY EER G HBRS
O FPRAEFHFR E LT DFEFEEFADEIHRANEFAEEZHAE, =@M 650118;
2.RA TR E,. =& R 650030

i OZE.HHN VAHAEMBPRTERLBRANKEIEARNRE KT ARESRFEAANXE. A
ORIt B AR R e e 21 B W SR AT iR R A 47, A PCR-R Y& 4 kA i L 89 o3 3T
dofe B3P R e R HW R L, A PCRDNA # FH Kt Bk & G AR (HBB #4705 e m AW R L LA,
BR 2HPAFLEXRAGI ARG R FAMNERZAEA B3P ER oA RA A2 K& 0B F LY oF B3k
PR A E R E;DNA BRI 2 Amp ¥4 HBB AR CodonS CCT) A At A MR & (i &k & & F 4K ¥
B HGVS 4 % 4 :HBB:c. 17_18delCT. 4 B0 R T & &4 F . &t F N B0 £ % Codon5(-CT) #y 2 4 F 3
WHERTEABRE R, RKGBEA RS LR OERFARNEMNZEEE LT ER AR L T A LT
EERTEROZEARAS THRKELK BT LG R RFR Y EmE It A,

ERF BT HER A B A

DOI:10. 3969/j. issn. 1673-4130. 2019. 12. 027

XEHS:1673-4130(2019)12-1517-04

FREESES.Q343. 1+ 3;R556
M FRIRAS . B

pritirbig A R Ay B ERAE AL R BB IR MR A R M X R R S IE T ~2000 L B

PR 3 S 23R AR e 4t iy 5 S ) L 2003 0 5
g R B B IR AT L Bt b I BT L TE TR A
R oA AR T3 o 3 )T TR B R A

BTN F A 2 KL ARG N B MR
RO iy FP G B 1ML BEFTE 2345 B B HEFR D B M v TR B AL
Hoilm R B S FE RN R G, Hep2s 5 T &

x HEWE.EFEHEST LR H Q016 YFC1201704) ; 7 B4 BHE 1215 H (2016 FA048) ,

FOHNE—tFE. ~

#1514 , E-mail : zyang@imbcams. com. cn,

AT RS SRR SR AT L SR TR - v BT ML 4 b 5 L HIBDB PR g AR i %o [T [ BRAG BR BR 2 44 AL 2019, 40(12)

1517-1520.



e 1518 - E PR 3 B 2 22 7% 2019 4F 6 F % 40 %45 12 #] Int ] Lab Med,June 2019, Vol. 40,No. 12

2 A B /N A0 AR £ 2R 2 I = T8 WY I R RE AR
1fi BO b H i 28 MM 2l F LA & — 46 BO/B+E ARG T
S e v B R A U PR A I AR L A e 0 i
AEERIGIT R R At . DRI T R g 3 0l 22 A
77 I 7 A 0T U /0 T R b v v B0 AR LAY s A2 B R
B X . AT TR E G R R g bR R ) s 2% A8 T A
DN -t v Ve B 0 A PR 2 R X R DL 17 b AR 2K
RLCNREAS I B Wy R KA, B —E R Rk
AT AR R s — S 5 L 5 AR il 22 g R A & B {H H R
XoF 7 L b v B0 2 AR 1 28 Y | 43 AT AR ARG N SR AT 8K
B2 T I RIZ G o LR PR AN 5 3 AL YOG & G
PRI HLE A it Z A, AR BE S iRGE T 2 6%
UL B0 9872 Codonb (-CT) , I Xof K& DX B A1 5 24 i 17
T

1 ZEMEFE

L1 —fGERE 2 ] 58 1 0 ok DU S A7 188 49 0l
H 24 B 36X . AEERVIFET. & Z BT %
KEFR T w4 BRI A YO8 i B i 17 77 1l b b 1 22
I 577 5 B R B G oL b o VA 2 0. AR A I D R D)
RWEH £ e WU & g — 4 (EDTA-K,) $ii & 4 JH #
kit 2~3 mlL,

1.2 Jiik

L2101 kA ok A 40 20 A 4 sysmex
XT-20001CH 4% ) J e £ 3 7] 4 00 A8 25 A1 o] 4 Jok It 21
2 M i 21 26 A S B (HBG) L 24 21 240 J AR FL (MCV)
FIOF-49 1M 4188 1 & & (MCH) 25 1% BUR I 48 bR . i
2135 [ Uk XE A AT R BRI Helena V8 4 H 3l
S5 HL R AR B A0S R UK ORI R R AT A

1.2.2 5 Wt v i 33 M o8 A8 JE AR I SR A Axy-
gen 24w (BUMD 1 AxyPrep Il 5 F 2H DNA /& il £

) & DA AD ] # BK OLAE T 43 B R P 4H DNA L, SR AR
T PCR-J 1) i A% 38 125 1) Hby v 185 22 1 268 PR AS: D0 5] &
O REAE P H AR 2 w] s A E R IID) A 23 F 0L o [N
WL oA Bt Hp U BT M 5E BB (SEA o™ Y
Sava®a o 41-42M,654M ,-28M, 71-72M ,17M,
BEM, IVS-T-1M, IVS-I-5M, 27/28M, 43M,-29M,
-30M,31M,-32M,14-15M.,IntM 1 CAPM) ,

1.2.3 BEHREBERMT 519752 Bcwk8],
FH L A0S A W B R A R w5 1 3 B AR e s
T H e 3 MANETFAEN B BRE B EH T, 3t
1 973 bp, PCR ¥} % I H 3% 524 WA vl 1) TaKaRa
LA Taq fiff . 9 31K R K 30 pl:B— AR & 10X
Mix Buffer 3 pL dNTP 3 pL. EF #5144 0.3 pL.
LA Taq 0.3 pL.H,0 20 pL.DNA & £ 25 100
ng, fffH3EE ABI 2w ) 9700PCR 4 3%, K2 i 4%
% :94 °C 4 min, 94 °C 45 5,64 °C 40 $,72 °C 90 s,
35 MR, 72 C LR 20 min, #ifk PCR =45 .
% B WA B A W) R A R W) AT 00 )

2 &% S

2.1 IMVEZEAR A S A 2 ) R R R I 2T 8
R TR TN 25 5 L 36 1, MCV . MCH F& 1%, 3 4 ] i
/N0 LAV £ 25 Il 210 2 1 45 2R R 2 R O R R
UM . I ZT AR UK 4 R R 2 B HbA2 K
SEH T SR Bt P

2.2 FLPRRIAG I 2 S oF N il S NG i)
(Y o 3 HiL HOURE B IR PR 58 AR . B BRAR 1 IR e 4 2R
K 2 8B Codon 5(-CT)HRO G %742, [H br
47 (HGVS name) : HBB:c. 17_18delCT, 3B 43 i
JPAE R WA 1, Hg B E Bk HBB JE P 2280k
HBB:c. 9T>C,CD2 His>>His, K [F] X 58745,

* 1 EEABERBSNKFRE

e Hb(g/L) MCV (L) MCH (pg) HbA (%) HbA2(%) HbF(%) SR B CHE bR i 44 750
%9 (4 115~150 82~95 26~32 >94.5 2.0~3.5 <2
A 104 74.6 22 92. 69 5.48 1.83 HBB:c. 17_18delCT
B 113 72.1 21.9 91. 32 5.65 3.03 HBB:c. 17_18delCT
Consens TGcAccTGuTcoaogs?‘é\ﬁ/‘\q*;‘ugcmcGccu 3 i it
, , i Bt A B I LA AR 1 38 A% S M A A b 3
A /W\/\ /\/\M N\ﬂ/\/w\ /\/\ |/ PR S 5 22 52 . AT S 1 CL4E 800 £ g 4%
WA msemsem mmammmn T oo i R sz

ACCTGACTCCAGAAGAAAACTGCGCCTA

2 > \ |
2878 TGCATCTGACTCCAGAAGAAAACTGCGCCTA

B 1 EEAMEEBPHRECEEANFSERE

A -28M . 17M 41-42M . 71-72M 654 M, 3% 5 Fh 58 75
IR E B ERE AR AR 90% L BT, T 4
fitlkZ B L MR 17TM 41-42M "M A5,
N i R o 3£ 11| R B o s U L SR 11 P
DA HBB 56 P, 76 2 7 B B b X 28 5 2 i) 58



E AR I E ¥ 407 2019 4F 6 A % 40 %% 12 3 Int ] Lab Med.June 2019, Vol. 40,No. 12 e 1519 -

W, Codon 5(-CTHR0 R G &2, it — ¥ e T =/ A
T T 11 o v 2 0L A T

FILA R0 # R A -5 CCT & T B ERE
SEHEE 5 i CCT Bk T CT 2 ANk, = A 5
M98 A4S B 4E I & IAESE 21 A0 % B 7 il $2 /i ¢
1 ERRREG N B . X — KA IR — AR
H AR E B S A 2 A AR R RaE Y AR
P N2 i 21 8 F 8 S R s 2 HbVar Chetp://glo-
bin. bx. psu. edu/hbvar/menu. html) i 75 , X — & 48
FEBEE NP o A e s IR B T 8. 700, AR EALA
Kt 1 ] A T, H R i 7R B AR R o A AR
ARWFFEIX RS 2 HRGE . T AW 5T M 22 A 0 A
HR AR 25 P AHE PR 3 — 5878 [ P HG At DX R
AR 32 75 10 I 32 58 A8 1) 43 A RIS AF AE B I 1Y
M 2% S L R A T T E— RS

] AT i 78 3% — 9 A8 R Iy /Nl AL £ R %
JEAT I 1 R B Rk i = 2 AR I I R L.
ABFFE X 2 ] B K B0 Hb R AR -5 (-CT)H 24 &
T AR B A 0N A0 R AR 5 5 B R A 4T
A LUK 2 R HDbAZ 3 & . i R 28 B oy 5 20 v v 27
I 3 5 EAMIFSEA — 8, RERRERETFATE
PG R R B, W 2R IT L H R T e
by v B 10N S ILZL AR O e A X 5 L S A
5 L IR A E ST S A AT REAE T
HEERETRILAEMIGIRER ., CF TR
18, RO M H R AL M5 (-CT) F I BHIVSI-5 (G->A)
DU 7= A o TR e A A% M PR L T K e A T .
PRI S A S %0 2 D0 58 788 ik A 96 5 o DTk — 25 T 5%
FONHE K A A8 IR A 35 M

MR A8 3 MLV 2 e T L 5K 2 ) J A BE Lo B
TR I 4 T 30 ek vt o 9 L R R A T R
o 0 FR UL 17 i B R PR SR AR S AU PR O A P X
2 BB E T REAAAEAE TP E K Wy 17 Fh AL Z
AN ZEAS B 5 o %F HBB 3% PRE 47 00 3 36 3iF 5 M 17
B R IX 2 B LG AR . Hy Rl DL, H AT E R
e R B A I 3R A 2 3 B L 2 I U R TR
M I A G 6 o o 7 A TR 1L 2 6 R g O PR U A
G55 W JELIU) L 204 00 27 3R T 5 b v IR B 0 5 DR TR AN A
FFA s N 3% 2% S8 R AR 1 Ry 1 ik L BT R 2
T AF AE 5 DL BRI b rb Ui I 5 A 2K A R A
s .

AR AGE T 2 B 50 R 30 M A g AT M-S
CCD Y BT =Zr B RE AR RAZE., @
T PR R R R B R DT B0 b i B 05 CCT) 4+ 5
R AR G200 . T 2 B 2 b 2T
R R TR B A A T A B G s I s

1Eaw: q= LiR7 NG S L SR 1B QSR il N D oS Rl
e 85 AR T B A R A B S AR R R R 2 A
77 2 W RS A% 9

&% ik

[1] DE SANCTIS V,KATTAMIS C,CANATAN DURAN,
et al. B-Thalassemia distribution in the Old World: an
ancient disease Seen from a historical standpoint[ J]. Med-
iterr ] Hematol Infect Dis,2017,9(1):e2017018.

(2] 2 A7 5 RAFET R hiERm 1
8] 482 30 I SR [l Ja L ] A6 30 BS A 50 IR, 2018, 15 (18)
2840-2842.

[3] YIN A,LIB,LUO M,et al. The prevalence and molecular
spectrum of o and B-globin gene mutations in 14, 332
families of Guangdong Province, China[J]. PLoS One,
2014,9(2) :e89855.

[4] SHAH P S,SHAH N D,RAY H S.,et al. Mutation analy-
sis of p-thalassemia in East-Western Indian population: a
recent molecular approach[ J]. Appl Clin Genet, 2017, 10
(3):27-35.

[6] ZHHLEM4. B % —F 0 g3 &R CD37(TGG—~
TAGRBELE G a KR4 F it AR ] R
i % & - 2018, 36(5) : 359-361

[6] Jik. 8 PO, 4k e, 55, 1 Fls DAY g-3th v 36 23 1 1% A
Hi :beta nt 1585 A>>G[J 1. Ifii B IffL 3% 2% 4 35 , 2016, 29(1)
67-68.

(7] 5k¥,GAET BARINE, 55, 1 6/ W3 B PR & 10 4E A Fe 1
PEFIL-90 7 5 5 A48 g 1) e 5 [T 1. [l B 4G 36 B2~ 2% 35
2017,38(17) :2450-2452.

[8] #il7E. AFaE M4 [ Hb Rush A4 I3 2 ¢ B R 5E X
R ALY ], AR R A A 2 A 7. 2017, 1(34) + 15-20.

[9] LAI K T,HUANG G F,SU L,et al. The prevalence of
thalassemia in mainland China: evidence from epidemio-
logical surveys[J]. Sci Rep,2017,7(1):920.

[10] BRDLZ . Btk ok 2 . 25 8 40 WE SR it il 28 146 0 o
5 AR IL B3t i I S [T Bl R 2 2 7, 2013, 13
(5):602-605.

L10] BRIUZ , T B B L 45 i 43 3 3008 A il 2 12 46 0 o
5 e UL Bt b i AT L g AR [T ). P PR AR 4k 2013, 13
(5):602-605.

[11] ZHANG J,HE J,ZENG X H,et al. Genetic heterogeneity
of the B-globin gene in various geographic populations of
Yunnan in southwestern China[]J]. PLoS One, 2015, 10
(4):e0122956.

[12] KOLLIA P,GONZALEZ-REDONDO ] M,STOMING T
A, et al. Frameshift codon 5 [ Fsc-5 (-CT) | thalassemia;
a novel mutation detected in a Greek patient[ J]. Hemo-
globin,1989.13(6) :597-604.

[13] EL-SHANSHORY M, HAGAG AA,SHEBL S, et al.

Spectrum of beta globin gene mutations in Egyptian chil-



e 1520 - E PR 3 B 2 22 7% 2019 4F 6 F % 40 %45 12 #] Int ] Lab Med,June 2019, Vol. 40,No. 12

dren with B-Thalassemia[ J]. Mediterr ] Hematol Infect
Dis,2014,6(1) :e2014071.
[14] KHAN N M.REHMAN S U.SHAKEEL M. et al. Mo-

[15] ZHANG J.HE J,MAO X,et al. Haematological and elec-
trophoretic characterisation of p-thalassaemia in Yunnan
province of Southwestern China[J]. BMJ Open, 2017, 7

lecular characterization of B-Thalassemia mutations via (1):e013367.

the amplification refractory mutation System-Polymerase

chain reaction method at the North waziristan agency,Pa- CscHa B :2018-11-16 &l H #]:2019-02-19)
kistan[ J ]. Hemoglobin,2018,42(2) :91-95.

- EHRE -
EECT EMFEBBREAKTERAZCHZELETRERNIERNESS T

X)L EmE, Gk, A
(1. =8 B L MARER RN 434, & @ L 66300032 =& 4 LW MARKRERFEA, =& 663000;
SEHAL LM FEETAFEARS P oM, =& L 663000)

M E:BHN RAZTCTLEARHBEIKRPFRESHLFLRTRANGERMEL. FiE 2REH
B MARERICEE 90 Bl 2 F B M B RGN EF . TAEEZARALE CT BB aAM. I R
Wl de AR ASERF IR E CT F B E AL FREEMNERE“BARAE" S B AT 5T, 547 = F 4
AL WME, R “2HFEARREZAAR(WHO R ZHET RARSWAFE. THE<—2.5SD AFHR
OO B BEMERARE LT ABATRELEL. 6B EFTRELEH., CT 40 4 MK 60 4
(66.67%), MM 30 4 (33.33%) L A EL A B AT RGEMEL. N0 AET REREL, F45E
KTl Ay R 56 4] (62, 22%0) . FAME 34 4] (37, 78%0)  H A AR A VIE S 50 B A B R AN B F .10 B A kR
g Ed, CT B bk §45 5 K- FEAKN ., 4w rabkk 64 4, B M 28 4] ,“ 247 £ 7IE % 58 4] A F R &
F.22 6 HAERRFEAEE, CT B4 ERKELM g ZHJEA 90.63%,3FH T CT £k n 6 72. 976 A B R
B AR M ) 67. 57 %, £ F ¥ A A% FE L (" =35.602 8,52, 646 4, P<C0. 05) ; B 44 M 45 % B A
83.33%0. ¥ & F CT . F45 & £ 54 nl (5 =3.884 3,3.884 3, P<C0.05); Bk A a9 456 % % 88.89%.39 % F
CT.F45% £ 44 m (5 =58. 181 8,81. 818 2,P<C0.05) ; B &Ml 45 Kappa A4 0.783, & F CT. B85 £ %
ARAR M (57 =11.376 4,13.566 4,P<<0.05), &t <& CT 5w i & 45 % K BREY W £ F b7 R A
RBERFFEARSG EAR GO T, B RS HM LR G AFHRT 2R,

KEWR:F Ak EFLrELE:, 22 CT; FFHSEIKE: BARM

DOI:10. 3969/j. issn. 1673-4130. 2019. 12. 028 mEESEE RA46. 11

XEHES1673-4130(2019)12-1520-04 X EkFRIRAS B

TR A o DA 56 T A AR G A T R O A Y
G B VR R OB R SR R R AR A
A R AR 5 S BOE I . B TRIE A O 7 i
A AN BT A, 5 % Ak ] BUAS W8T AR5 25 0 ~ 7004 B 2
AR RE A B RGUANE B T AR A B R i
LR S (RPN RN IR AR N S )
Jh B BT R AE ) 1R R N S 2% X B R H R AR TS
M BRI R o DR I K X o s ) O A A
B d 2 R S R AN A E R CT R s
SERAR R AT IF N RE W B2 P AR S L T
HHBRKFERMERNAMEERZ —. BHR
HT B 0 A RS AL S i R R B A A K P fE

i 5 R B 00 P 9 e I T R A KT R e
BB T8 I R R AR A L 7E B B AL 1912 I h k5 R
BREN, XFEs CT KF8E K FE A K7 %
A A P OB R SR 12 W v R L S 3 TR A O 5T
LD AW ST X 90 ) 3 A L o BE DL R A
BEIAT T i CT JB 85 KK 5 A R I, AT 45
TR E5 3 B AV RAE IR BT .

1 #HE5HE

1.1 — ekt #EHC 2017 48 1 H & 2018 4 1 H [A]
A SCIN AR BE WA I 90 6 2 4F 22 M 58 LB R
BiAARE S8 E AR A EFE X B, AE IR 58 ~T75 X, Y
(63.5E6.6)% , GYARME: (1D BT A B E YN Lot

325 RS XL Rl A7, S8, 45, gt CT 5 i3 185 3KV KA 12 W 28 45 40 V7 0 A A9 e R 0 {6020 BT L 1. [T B A 36 R 2 2 3

2019,40(12) :1520-1523.



