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HHAARR: B -2 IR R RAG MG (PCR-J ] s 4 5215

[E3EME] 10 A0/&

(P AE]

ARG T Ak AT I 4 AR A P ) B -BRER 2R DR 24 FHORAE.

B g g C(RTAR B T TR R 75 H WA LA B s A o AR G RE M R Il op T AU B =+ DU A B 2R 1 2R 1A
KA, P RIS 10 A I SAEAN 14 F/b WA RAE, it = A DU RAR h R ) 6 5 A D BRI N AL RS . Al el T
B LTI ) A, 38 T AR B P e BT ML (K46 B 2 T o

RS R PIRIR S 2, ASRE ST 2 sERR I 61 1R 10 -

(%R ]

AARFGEERT N B R AL R 24 FhEE R RAZ ML R P81 (B8 1 EONH LR 99% A IR it 57 A 51 AR
Bt HAEMRARCHISIIHEAT ALy ey 38, i3 il 5 W E R LR AT R R ARSIl e, FHEN RS S LYY
P ERARC e AR R . 3 hT, R RIS O h B A B 24 FhIE R R AR

[F=EHARHS]
Y45 42 T A% FEH AR K
5 X £L 41 SR 3mL/Jf NH,C1. KHCO, 1
DNA $2HUH 1 2.6nL/f | REEERIL. Sio, 1
Dﬁ?ﬁlé ! DNA $2EUK 1T 2.5mL/f | SRR 1
DNA BRI CGREED 3.5mL/ | AR 1
DNA ¥ i 600uL/% | Tris. EDTA 1
B -Hh3% PCR R CRIGFRZE) | SHEHRAL | PCRbuffery 514 #J33) Taq B 10
) B —Hb % PR 7 $ 15ul /& | B-Hi3% 948 DNA 1
PRV e R 5aL /& | B-HiZtER M DA |
B i 4% el /& | KEgifhK 1
TS T IRARTR 50mL/ IR SDS. SSC 1
TS IRARTR 30mL/If SDS. SSC 1
W T 1001 L/% | POD 1
VRIS [ e SonL/f | BRI |
5%l — —
WRITT omL/ % T™MB 2
IRV o0uL/% | SEMAE 1
B —Hh 3T AT NE A 10 ANr/4% | I, R4 1

TEERRA: KO, KEAK
Bz R B PR BT RV T I RUCSR I B BRER 1 CD41/42 J% A 1 LA U DNA,  IE# s i kil Tl R R 1 B BRER 11 IE
HRLMAESFEECA DNA, - B 4% it O K B 2K

[k KB ]
A1 FE PR 20 DNA $RBGRFRAE T =958; PCRRFMEET-2045C, RIA AT IRFNEIET 2-8C, BRI INMH.
B B R, REFRBIRECNEE 6 W WIS, =R NBCER RN 8 /M & AR B A %00
L= S bRZE .

LERAACER ) pE B R % K a3 25524, ABI2720, 9700 % PCR #1943

[(HEAZER]
L. pRACREE:
it P UM T D R S A S ARG 2 F KM 2mL, RN EDTA SN ER APR38RV AR B R B i TR A 5~
10 0, FEHTEGT Sk 7S RS, B A
2. DRAF: ARATSZEIAH T #E-20 5 CRRAFIIN 6 N HERWIRAF, FhbFT-80£5°C; bRt b S 2 IR
3. iBfr: ARAIZIET] LIAE 0°C LA 264 R AT .

(57
—. Axlin K 45 DNA $H
1. SEERTAEE
L1 AE 5 X ZLAH M ARBOm HOIN 12mL FRK R A0 KRR 1 X ZLA LR, 7R e ST BE 4T 72
1.2 DNA PRl GREEBD A 1. 15nL (TEK OB, 7R e RE R LT/ .

B-HLFT, SRR/



T 0K DNA FRHGHE T AT DNA FREUH 1T A 410 E FRIRIA SN S A &5 ikir i, RE T 3T CHMRES G EMEM.
1. 3 DNA $2HU 1 AEHUR AT 75 76 0 RSB AT, TR DNA $2EU 1 I BB R, {8 T 2Bk AE 78 0T, 45 BT R B kR M 2
S HR IS 2 ¥ DNA Jii & .
1.4 % DNA il & T T 4% 65°C Tk
2. BEARLER SBIEER
CLHC L 5ol K BSOS I 0. 2mL Pk 4 A ;
L2 BN 0. 2mL I X ZLANMREET, HEE S, WERIEY 15 BRUR SRS, EEIREE 3 o8
.3 ZIR T 6000rpm B0 5 438l FF BIE, ANOAREE IR UUE;
ABEELIR2.2~2.3 —IR, RTRERIERAT I _ LA
LB AR RGIRSI DNA -G 1 /5, A 200 w L FILL Eyided, ROBSIEMME P wE R, SEFE 3 48, 8000rpm &
410 %0, FFLIE, NIRRT
L6 HIN 200 u L DNA $2EBGK 1 BWTIE T, 78404, 8000rpm B0 40 £, FF EiE, /NOAREEERITIE:
LT HIN 200 w L DNA PRI BNTIES, Fo40RAT, 8000rpm 2.0 40 b, F HiE, /PNOREERIE (EE—70;
L8N 200 u L /K ZEERIPIIE S, F840IRAT,  8000rpm 250 40 #b, F EiE, /NOREEERITIE:
L9 RATREMIMR 2 2. 8%, TP 585 BT 65°CTIRZ 10 0% (LA TN ED;
2.10 /0 50 u L DNA VAR, Fo/0IR51, 65°CIRE 3404, 8000rpm B0 3 734f, FiEfEN PCR RN AR 4T PCR 3 B—20°C i
%M.
3. BimEtEmEE R E

B 2 A 9 A 5 4 o T B S 4 S A 300, 6000Tpm 350 30 FBRIVE] T ke 1
Z. PCRIW (AR ERB T HI &84T PCR B REF R E)

BN A~ PCR [ B (N=FE SR B R A2 B0, 9i 5 5, ZEXT R PCR SR Hh 23 B A AE 3L IR ZH DNA (B #2 54) 2 w L, 4000rpm
BERT (10 B2 BO, TR KMIRE, 34T PCR §735:
50°C3 4h4h, 95°CTRASHE 15 444, SRJGHZ 94°C30 #p—68°C1 434 45 B4, 14T 45 MEHF, /5 68°CLEH 10 234k,

O NI O O S NC I ORI NI NC I N

=, FATHAE
1 2R AFIEL
RN R B HE By 2 HE
ZAE T WA | 13 (50mL) IR i 200mL 44k K F5RE TEACIE H IR 45 i 75 e TR TR R
ZAM IR | 13 (30mL) IR I 120mL 4tk K F5RE TEAGIR H IR 45 i 75 e TR PR R
IR GE TR 1 (50mL) ¥R4mi i 200mL, 24k K FikE FEARIR H BRSNS TR A
WKLV 1% (100 L) i1 900 u L 4hiAb K iR
2 E

2.1 HIF R AVER IR KE, FREEREEREEITRIERKEES 421C.

2.2 BUNAS 16mL B0, FASOESE; BB AT SRR AT 4%, FHEBRAN %S RE TR — 3 15nL

BOEH, MY 4ml TSR T, &

2.3 ¥ PCR F=4 I NS Rid 5 ) bml S0 b, @SS PR IRIR G KA R s (100~150 #/43), 28w (4-18

N:DR

3 &5

3.1 ¥ TR W ORI SEbr A = C ], BARCIAD:

WA (FK) | 42°CHIZAE TR T (ml) Wikl (ul)
1~3 20 10
4~5 30 15

v DUFERESL 5 AT

3.2 FEARATIR T, MRS AE N 50mL B0 R, A 50mL B OB RN 30mL 45 A, iE T 42°C FIE IR R I KA (IR P2 45 (100~

150 #% /43, 42°CIBi 10 4358k, RZBE R EI 4 5 AMrrIES.

3.3 FEEEATL NN 35mL FAE 42°CHIZASR I (5% 20mL 24383 11, WIik 3 9K 4%; 434 35mL 2220 11, Wik 5 9kIk%, &

BRI Z AL 5 5kRS%), 42°CRRER 10 4.

4 BERAM
4.1 BFRECHHEEE O ORI SZhbr 2R H], BRI, W IEH] S CA2 W, 5B EaCH]D:
JIE 2% N B BRI (ml) WKL (nl) MREEHIN (oD
1~3 20 1.0 10. 0
4~5 30 1.5 15.0

4.2 FEAASWIL, N 35mL ¥R 1T, #E 20~25°CHUEZRSE 1 734k
4.3 FHWI, oA 30mL B, #LRt, 7F 20~25CrHRERE 3~8 434k,
K AT I 5 AN K UL R TE MR A R T &b B By AR (R 3R TS A A K i ) 2~3
4.4 BONERE, ZRIFFE AR, A 35nL Wl I, =EIRG 1~2 2450,
4.5 FEWIL, A 35mL & FK, BRE 1~2 5%,
4.6 BUHESE 5 FWROK4RIR 2 ARAC R T/ 4%, RURIERIFA LIS CEARBLBIRHT I, EHRET-20+£5T).
Mo, 8o
SRR B SRS AT REE (E ST 100565 5) BRAEUIBAESR, MRS EIES, BEMNHSEF
R R, ARG RANZ A AT R 0T, VE LKA AR UL

B-Hut%, 2 _hR/1 2



fi. REREH

FHAE PR 22 A B SR 45 N 41-42M A& F.
TE 5 G5 i 2 A8 B 0 o A SR OB A,
A0 S AR e 3 R A ) W

O W

P BEACR O R A (CO): B SN =cutof £ B, H AILZIHM 3 (Bl £,
TR A i 4 i 4 S A B 5 AL A ) i S B, e R B

W2 SRR IE W o 15 U 7 B TR A A AL R

FELL ER TR R & T, ARETSERAER, BN IMEK S EHHET.

[ RE 44 4] W7 E ]
BT A &5 B P DL S S E v .
s (CC) ToD=

5SS BRER B IR (TOD).
cutof f E R EAIER, KT XANBUERK 278 “ERROR”, J5 2 AT R A 7E IR 10 BE A X 3 H,

W A FE B
CC HAMBRBIAL A cutof f BHEMEMIBAIT BT EEL, SFRES T+,
(54 R ERE]
1 L IRET HERIBE S W R PR :
41-42/43N | -30/32N -30/32N 71-72N 17N BEN 654N TVST-1IM | ¥
41-42M -32M -29M 71-72 (+A)M 1 B EM 654M IVSI-5M |
43M -30M -28M 71-72(+T)M Cap+IM Cap+40—+43M IntM IVSII-5M | %
4IM(+T) 8M 8/9M 14/15M 27/28M 31M 37M C.C 5
VE: 1. 41-42M=41-42 (-TCTT/-TTCT/-CTTT) ; 2. 3 2. 3 B IE % X HE S5 FH-30/32N
g L
2.1 M. BHERIEARAE: AL 5SS EM cutof f {E CTERAF R E LR, Hiras s A B A 5 SEMMR S,

“N” FORIEF AL, “M” R RATIAL A

2.2 JEZEBES 2 RAS T i S A K IE X A 8, B ATR

FEARNL (D)

IEH M IRA . (ND

41-42M, 43M, 41IM(+T) 41-42/43N
-32M, —-30M, —-29M, —-28M —30N/32N
71-72 (+A)M, 71-72(+T)M T1-72N
17M 17N

B EM BEN

654M 654N

8M. 8/9M. 14/15M. 27/28M. 3IM. 37M. Cap+IM.

N WHRARRMY, ToIEH 0 RS, b s B R

Cap+40—+43M. IntM. IVSI-IM, IVSI-5M Al IVSII-5M | Al OGRS SR, AReENAE TELERE T

2.3 Rrgh Raspiln T %
[REEES WENE (B HRTAED

41-42/43N, -30N/32N, 71-72N, 17N, BEN, 654N, 41-42M, CC FHYEWLITE (1) | 41-42 Z+& T

-30N/32N, 71-72N , 17N, BEN, 654N, 41-42M , CC FHMEILIE  (2) 41-42 4 &1

41-42/43N, —-30N/32N, 71-72N, 17N, BEN, 654N, 43M, CCBHEWE (3) | 43 &7

-30N/32N, 71-72N, 17N, BEN, 654N, 43M , CC FHIEILEIE (4 43 451

41-42/43N, -30N/32N, 71-72N, 17N, BEN, 654N, 41M(+T), CC FHYELIE (5) | 4IMG+T) Z+& T

-30N/32N, 71-72N, 17N, BEN, 654N, 41M(+T), CC FH¥EWINE  (6) AIM(+T) 4l &1

41-42/43N, —-30N/32N, 71-72N, 17N, BEN, 654N, CC FHMEWIE  (7) 1B

41-42/43N, —-30N/32N, 71-72N, 17N, BEN, 654N, 8M, CC FHYEILFIE  (8) 8M A
2.4 KL RBHME, RUDZFEA P TR,

2.5 AN RANL i RIS B, AR PRI R AF AN E B =B R G T/ A8 T

2.6 AR AETRE AL (N) BoRFAYE, MZORFRRFE A Lk

2.7 MK

24 FhoeAg,

(D) 41-42 5 - _+ —

@) 442 HET

feljelelelelelel (elele’elele] |
t+++++++ L°+++++++-

LR T N ' :

<3)43/%%A¥‘ o0 0" 0 0" 0" 0" (4)432¥A¥‘ - T T - -,
H fejelelelelele] H I jelelelelele] |

bot + + 4+ 4 4 4 4 P S T S

POl b A
T L oo oo oo oo oo a0
(B) AIMCEDERET _ (6) 4IMGD) 4451 .
fejelelel0l0’0] [ jelelelele’e]
t+++++++ A T T

CEE T R T P bt + o
L._I._I._L_I._L_L_I.. L._,__,_i_,_i_,__,_._
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(7 IE% (8) 8M A

Tl aT T, T T, T, T 7T
1040404040004 & T SR
R S S S S S 19 4040,0,0,40,
L ST SR S A T S R S S
I T T T R T R L++++++
L 4%y 40 a4 a4 a4
[R5 752 R R ]

Lo ARG A R i R T G B AE 1 24 AR AR 2 AN e R AL
2. FEA DR ORAF B2 A AN 2436 ARGk PR 4 ™ B R AR I P RETE AL

(7= AR sRiR ]
1. R 2 A TR R AR DNA 34 1t (A HE 2 25ng/ 1w Lo
2. XMz ARG G b B AT 5 AR R R 2 (B TE 38 X
3. Ty
WIS B R GREEEIT 20mg/mL) HIM=A5 GREEEIT 3000mg/dL). MAEH GKEMIE 6g/dL) FMARA GREHE
i 1.0g/dL) K AMNEMYI R ERTZS (Desferrioxamine) . P U14%20] (Deferiprone) . BFHitg (Deferasirox) 7E AR &K SL U6 5%
R, RIS R IE T
4. WEPRRISEE R ARSIk AR AT 1432 5], BRIEFRFE 29 99. 50%, FIHERFE3)9 99. 37%, BfFE % 99. 51%, Kappa {H4 0. 990
(P<<0.001),

[EEFET]

L ARG TR SN2

2. SIS RTVE AT 40 Bl A U B 45 5

3. A T B RE AR AT L A FE RS, AR S B A B AR Y BT, Rk S B R R FORG A s R AR ) b ER g AR T
Bi b RS AN A A e, BB RRE . BELEFITHREKEAE . ARARERE A IE Y F /5 05
FR: A (UAEVEYEES =AY ZABAMENY A (ETIEYE L.

4. 5256 N GO ZIEEAT LI, PCR 5236 % N 5 4458 = FF . PCR SRIG M 40 FIFEAE AL HE X, PCRMBERX, 44 X A14258 % 4 il it
17, B IXNAHST G ARSI Y5 N AEE R X — PCR INFEIX — F X — AR FARSD, PCRIRFIEA TR
FRZX.

5. NRAFRRAAE A I B US R TR G, el R il 5 TIEMR, PCR M TIERN I, B—kHFE, A
HIE LA -

6. X A3 IR S8 HEAT T B

7. PCR S BIF A 0. 2mL 85003 . WSk 28 i B K B IR — AT s A4 304V, A4St DNA 9388 S IR S, 2 M.

8. Fe X At FE T o F T e 2%, JER R TR S0 A AT A . BRI 2%, JERAR I ARRIL

9. ARSI TR 20~30°C AL AT, FHIRSTIREAC, SLIh s Rl Ge A .

10, 24580 1« 235 1L SDS B4kt i, IRZETFA AT T IEIS (40°C~50°C) fifi 2 TR

L1 G R 0 S R ) B E A i, AT LAE Y Kt ) 2~3 Zr 4

12. RFIEEHG, AT HREI 55 00 5 FHROK 200 3R 7K 4, IF BPEh lB IR0 B o 78 BR TSI 2% A HE K AN 4
PR, 5 N2 REMaAE 523 BT 45 TR (v f 2

13, bRl 2% X BT A Ik RSB HT N BB W BN A S, IFS5EFY R KE G E57;

14. SEIGSEEE A 10%K U BR B 70T S BLER SR XT Ab 3 T AR & FI R 48 -

15. 15 % BUG A BT i A& B T H L K2k e R I B BR A 7 BT SIS AH 7=, & T e AFNRZE &, A&HEBH
BEIE RIS TR

[ &% 3C#R]
1.Xu XM, Zhou YQ, luo GX, et al.]J Clin Pathol. 2004, 57(5) :517-22.
2.Rund D, Rachmilewitz E. N Engl J Med. 2005, 15;353(11) : 1135-46.
3.Pan HF, long GF, 1i Q, et al.Clin Genet. 2007, 71(5) :419-26.

[(EXFR]
TEM N/ Pl Aa Bk T M ik 22 5 R A A PR A W)
AR TR BRI R X A LS 19 5

B &7

£ E: 020-32068820 HE: 400 000 0340 020-32290789
MR Zmts: 510665 Mdk: http://www. daangene. com
BEIERRS AL A FR: TR R A B IR A A

B &7

£ E: 020-32068820 HE: 400 000 0340 020-32290789
MR Zmts: 510665 Mdk: http://www. daangene. com

AP MBI RIS 19 55 P MABSHA LTRGBS 6 5: [ MO LE 175 B104 555
P TIESS

[BE57 B MEMER S /= MBI ARERR S
[ Ui B P4kt B3 R e A 3
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