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TR PR

(=) FEoe L BHRRD
#ERA 0 E B R R T

IR 4 R 40 -4 FE AL HEBEHKE
¥ DNA % 4B 48 UL/ E XL &
3R dNTP; Mg?* 12mL/ExL &
7 A Bl ¥R A 30 uL/ & <1 &
24 B Bl ¥R A 30 uL/&E >l &
Bl C Bl MR A 30 uL/&E >l &
5141 D B4R A4 30 uL/ & <1 &
514 E SR A 30 UL/ X1 &
514 F Bl R A 30 uL/ & XL &
5141 G Bl iR A 30 /B XL &
5141 H Bl ¥R AW 30 UL/ Bl &
% B DNA ligase 88 uL/E XL &

o F1 B HFIE R * R DNA ligase buffer 132 uL/E < &
i A B A 0 3 WAL 1 L 120 pL/ & <L &
e (BT AT 2 S 120 uL/& <1 &

M7 %D

BF] e o 4%

A 28 i 7 2 4 DNA,
20 ng/pL, EHA Y aaloo;
N

10 pL/& <1 &

FE P J 4% e 1

A 2 % A H 4 DNA,

20 ng/pl, # A A Yy -a3 oo

IVS-11-654(C>T) %
4 CDTUT2(+A) 2% 4

10 pL/ &=L &

FE 5 A o2

A4 fe 7 & F 4 DNA,
20 ng/pl, A FHEA

aSo/aa; N

10 pL/ & <1 &

L (TA
01~TA48)

DNA 75 7%

6 uL/ & <48 &

73 R B = B L R A T



R 4 FF H o LI A FE R A HKE
WF5| Sequencing s i
v4 Primer v4 Sl DNA " | 3uL/Ex B
EIRvE s 10X Primer . e
w2 Buffer v2 Tris-Buffer | 70 uL/g >l &
DNA X | Sequel® Il DNA N
ExtBE & | Internal Control ZkaDIA xa 24 pL/EXL E
B 2 5]
1.0 Complex 1.0
DNA % | Sequel® Il DNA 5 A gk o) e
ez ATE 2.1 polymerase 2.1 REH 40uL/Ed B
wH | L | Sequel® Complex - 1600 puL/ & 1
A & Dilution Buffer | ns-Buffer a
faer
DTT DTT —mams | PO ”;/ =l
E]
ek s Sequel® . 1500 pL/% >0
i Binding Buffer NS Biter =
fasas
dNTP Sequel®dNTP dNTPs 200 uL7E>d
< B
MF K P
i 38 Al | Sequel®Additive | i 700wl HA
NP E
ﬁﬁjm . BRI Elution Buffer Tris-Buffer | 70 pl/& >l &
G | TEUECT
i) % 5 ‘ ® S 440/ & XL
ﬁ&BﬁJ - AME:;SS PB | \wsk (A 0 p&/ &
) -
2 RBE T
Nl . ® ), .
W it Sequel i ANTP. %5 | 1 sk R RIEx
EF C20 Sequencing Plate W% DTT -
C ' 2.0 (1rxn) QY T S
%
‘ SMRT® Cell 8M 1 E e
I
MRS (1-Cell Tray) / &
T Sequel® SMRT® 1600 pL/& 1
7 Cell Oil / .
sz & E Tube Septa / 2 N
KA | —%kBR Sequel® Pipet v N
D kw2 Tips v2 / %6 M =
Sequel® Sample
o 4k 1R AN
B Plate Foil A 2 R R
¥ o
20 i;# i Sample Plate / 1 MEXR &




i Plate 1 MEXR &

Er AEA SR & AL e B
(=) =T M &

AP R TR P AR N A B i kA A AR o B o

R AHRY, B o-ThEEEEN 4 Mrok: --SEA -0, -

042 Fu--THAL - 3 fb ok o 7 6CSa(Hb CS). a8a(Hb QS)F7 aWSa(Hb

Westmead) & B-2k /& H 2 F By 16 F# & % 7 -30(T>C).-32(C>A).

28(A>G) . -29(A>G) . Cap+40-43(-AAAC) .

‘ 96 FLi&% | Sequel® Mixing /

Initiation
codon(ATG>AGG) . CD14/15(+G). .
CD26(GAG>AAG) . CD27/28(+C) .
CD43(GAG>TAG). CD7L/72(+A). IVS-1-1(G>T). IVS-I1-5(G>C).
IVS-11-654(C>T). Hf M #y HGVS w4 LT k.

LEAEHEWH 23 HREE HGVS w4 xR %

CD17(AAG>TAG) -
CD41/42(-TTCT) -

# L

o I %E' IJ
RAERA HGVS 4 %
. __SEA /
; 37 /

-(14'2 /

& __THAI /
i a“Sa(Hb CS) HBA2:c.427T>C
= oa(Hb QS) HBA2:c.377T>C
oS o(Hb. Westmead) HBA2:c.369C>G

-30(T>C) HBB:c.-80T>C
p- -32(C>A) HBB:c.-82C>A
% -28(A>G) HBB:C.-78A>G
& -29(A>G) HBB:C.-79A>G
G Cap+40-43(-AAAC) HBB:c.-11_-8delAAAC

Initiation codon(ATG>AGG) HBB:c.2T>G




¥ CD14/15(+G) HBB:c.45_46insG
CD17(AAG>TAG) HBB:C.52A>T
CD26(GAG>AAG) HBB:C.79G>A
CD27/28(+C) HBB:c.84_85insC
CD41/42(-TTCT) HBB:C.126_129delCTTT
CD43(GAG>TAG) HBB:c.130G>T
CD7L/72(+A) HBB: c.216_217insA
IVS-1-1(G>T) HBB:c.902+1G>T
IVS-1-5(G>C) HBB:c.92+5G>C
IVS-11-654(C>T) HBB:C.316-197C>T

RRA AT o-Fo B35 01 4 By 10 W7 GR AL 1D WT) e 46
RAAE A B g KD v — K38, BtE R 5%,

(Z) FaaEZik

BIERF: 4T R1010, HAE: 96 A/t

MFRA: 45 RA00L, A 1R R R/, 105K
1% .

(@) FRibbRE

RANNERETE=ZRUFHAFTE, FAELST Eo
DNA Il F 4% & (Single Molecule Real-Time(SMRT)). 4t xt A 4 11
B, I A RTAL B MU 5, B A e AR F xt
E A% DNA DO 31T K By 3, 7 B 47 DNA K F &3 38 7 4
ok, HRAEEERETRR B, RARETER
SE . AR & EE B FIEE U F AL Sequel® 11 CNDx, A5 2 4
WL A4 IR SUE 5548 U 7 51 4 Fa B, £ SMRT Cell #3457 K /)N 3L (ZMW)
FHAT RS TN, Wr e EEFI R SFERH 77 L,




i I A MM B AT 7T LUE R R 5 45 4 2 XA B9 DNA Jr
. REHERERRLEER.

=, I@FRBIF R BEiA

(—) TEZRAH

1LEERAM B EF

AR & EE ARG RSB k. 5l LR R
J 8 AR, DO R AR 8 4

FIFAEERAMA AT T HEBNSEE, SETE2EER
F AR B F R ERI G,

240Nk B2 o o i o B R (L

A 5F B R S AMESE &
o U R 5%

Hoep ok AN SE R 124, A4 5 AR RS E SN Y
KA KA A FH S # R 26 10, % B AN BT
ARTEA, SUANERSE L2660, #E2" 5 TAUH
WA R AR KA.

EAlEEE 2 iR &f 1o RERE S, AR
AR B B A Bl TR R M A R 4 O A dE L R AR TR 41 DNA ¥
K, MEREREEZ” BANEEANEMRERA, B o
REOREEHE, o REORXEART, UK BHREAEEA

W

e {2



KA AR 0 B A AN 41 % 35 R 41 DNAL

(=) AFTZBRHEREZAR

HigANERH R ERENETTERENARR, B #
EERAEERNEE LR, o2 T)F. A% TF%.

HiEAXNEARARE. KAAE. RAEAE. FEmE R
RO A % HATHE 5

(=) SATkae e

SR N A ET R ERE AEE. RER. &
MRS, FIEARX T AREBITHNMEETERR T AN
ST, FEE FINLA AT I AT AT AR

TEVE 7 FE M AT T W E AR R W AR AM R B ket A
G R FEE A DNA S IR FHATH T, FAREREAR. &
e E AT AR S RERTA, FENNT HoheR
TR, ZRAMNERY S B BT AN AN % R — .

TEARSE LRI o, WOF AR e R AE AR, 72 IE % R LA
Bt W PROR B AN B S #ATARC, B xR /R RS H
WIE . A RARAEH ] AR AR L3 % (a4 5 2T
T, BREPIRFENE Lk R AT

TEZ SR R RV, WE AR i R R T A Rk
A A R AR R T 5 A U T8 B b 25 B Fofr g S A A

B



TR, wlERHAREEXANERLNBEANERER, £
Pz & LR AR KRR A R R AL

ETHERE S, Wig AERARENE o SRARE. REMK
o B R AR Bﬁﬁﬁ%ﬁéﬂwmbﬁ$E%MﬁDW\
ACFHATHT 08 7 P A B b XA AR e T 4 I AT A
M, 25 B % 0H B 41 2 9K JE <684 umol/L. H i = BE % E <37 mmol/L.
121 & B R E<200 g/l B & B IR E<60 g/L,  EDTAK, #HE<
2.5mg/mL. ek B =4k BOR E <1.6 mg/mL B, XA T 5 AR 4
RETH#H.

TEAR W PRVE BT AE o, WOE AR A AR E Na i R
AL B R AR, AR IR A0 & A ) IR AT R AT
# & DNA EHEHMEEE R A 3ng, &E A 300ng. ¥
i A ANFEE 4 DNA RS MR, xt #a R i e 1) #4T
A, BRI AT i 7] A U B B 1R A el 30%.

() FaMP|BEAFR

i AT 480 {741 A FE Rk A A AR
AT, B =20 28 G0 v AR A xd A U e

AR R i S B S N ) 1AL

;Wﬂ%5@%%ﬁ%ém#$1ﬁm%%%@%%ﬁ,ﬁ

AW EABHRNERE L ETRAARMNER —BFE AN

A7 Rel ek S BT AR
T4, T o



100%, ¥t 0A 74 € By JE PR Wr IR B 62, & A T30 & ik
Bl Py 28 % 2R A 25 R T

HIF 5% 9 b FE I R TR R

.o ok A -SEA 37, A2 Fu-<THAL g 2 2 — H Wi (B >5%,
b =% <5%, [ B WT (B4 A3 $ k) HI T >5%, #E A
XN o BRR A AR,

2.0 kA A -SEA L 87, g2 Fu--THAL g 32 2 — Wi (B >5%,
oA = <5%, [F] B WT | Wi {8 < 5%, H|E X * b o Gk A

3.0 B KA -SEA L 3T A2 Fna-THAL g 2 2 = Wi (E>5%,
V0 & T % B 7 A U BT AR < 5%, 8] B WT | W7 B < 5%, ] &4 xt
P2 o AR RS R,

4.0, %k%;ﬂ__SEA‘ '(13'7\ '(14'2 %D__THAI EE%A I’—,:’l—] ﬁ%}“ﬂﬁ—{ﬁ < 5%)
Bl B WT H Wi 8>5%, #E N oo/, Am o HAA.

5.Mutation ratio>20%, F.<80%, #| & K &t 42 & 4 R4

6.Mutation ratio > 80%;. #| & K xf b 4 A BT

7.Mutation ratio <20% K, #| & X N, &7 KA 8 %0 E
W R,

(&) ARZEFR

g A ZEAT B AR E MR 5T, AL 6 S B AR M L T A R B A



M. ZRARENESE,

R G RR R ERA T-20 C5 CHHARAE, HXM
12 A

MR A A T-20 CH5 CHRAE, WFRA B T2 C~8 C
®f, MFEH C T-20.C45 CHRAF, MFREA D T 15 C
~30 CHRfF; AR 6 H.

FEA A T M AR A 2 40 R R BT 0T 4 R SR L AR

=. I&FRIFHER

I AE) RE Ay Rl N fa s R, ;M EFR
KM% = B3 = R R Al R T ik AR 3 Il R
IR A IR IR NS RN 5 7 2 F B W E K7 &
FAT AT, e R B N2 A A B A AT IR A BRAE, %
M R IAN AR E . B GRS R A
FH A F A RATLEN D W e om B, Bk
2878 R i B O i A s e )l e
FEARRA 40 A H fk A AR I R IR 3 N 41 1588 6 Z ik %
FE MR 5] 1444 ), H P a3 o- sk E AR R LA 231 4 o-3k
FERXEHKA 743 4], p-HREAEHRTA 602 4], xTH
JLR AL gy TRBVEH R Gt 5 E K

ERAIRERET: 43 oK EEEARE, KA



TR 5 A PR R s PP AF 2R 8 100%( 95%C1: 98.36%,
100% ). [AMFFEFH 100% (95%Cl: 99.72%, 100% ); 4t xt
a-BR A& B EER K, RIGRSNS BT IR G 3 R ZE b, [E AT
&2 K 100% (95%Cl: 99.49%, 100% ). FAMEFE X% 100%
(95%Cl: 99.55%, 100%.); 4t 3f B-#r & B E R L, RIwksh
YRR 5 2 R 2 TE A SR A 100%( 95%Cl: 99.37%,
100% ). A4 &% H 100% (95%CI: 99.61%, 100% ). %%
PRI RS W R 5 2 H A B A R T — B,

g ERT, I RIR I 5 R B A% P I PR fE R R
FER.

M. PR E

WA W iH AR LR TR, B 5T, EE A AT
b, AAZE RS LW A ER AR RN T E KT AR, RE
A A2 % 5 A TR, [EARIERAMRET 42, FETx
FER ARG HAE, FEERASLFETFULTEE:

TAZAS M &5 RAXGE S, A B A4 b 3 0 SHE I 19 AR 4
AMEZER T A RENEESNEM T R R LR, HE
WY BA N 2 Sl IR #EAT 28 6 T
2878 BOE B F B Z AR & U A Tz kA & 7 i
B R PR B o BT BT



SZETER

AW HRIE AFHNE = KA BT RA = i, RECE
BEM BT A (EHBe® 7395 ). (RSN B AE
MERREHEPEY (AXTZEEEELRALE 48 5) FH
KENBEWRENGRENE, G 3o EF AR BE M H AR
HATR AN R BT L% ARENEXR, FeIF
F AR, VR TIEM.

20259 A 22 H

Fyfr: 7o A



0.0 (b i e AR i 2R PR R 2 (B U i) R 3

= mE#K]
WBHARR: o A1 B Hh e 27 i LR R0 (o) T FE)
(3%

AR RS R1010, MAR: 96 AN/E
WP 7= g5 RA001, #idk: 1 SO, 1 HR/&
[FiH %]

AP it R T AR A i RIS ] e K TR A4S o (1 b o i 27 if
HRAR, AL a-BR B SR 4 Bl --SFA, 037, o2 HI--THAT
3 P RAE: aCSa(Hb CS)v aSa(Hb QS)FN aVSa(Hb Westmead) % B-Fk &
HEEE 16 FhbERAE: -30(T>C). -32(C>A). -28(A>G). -29(A>G).
Cap+40-43(-AAAC) . Initiation codon(ATG>AGG) . CD14/15(+G) «
CD17(AAG>TAG). CD26(GAG>AAG). CD27/28(+C). CD41/42(-TTCT)x
CD43(GAG>TAG). CD7U/72(+A). IVS-I-1(G>T). IVS-I-5(G>C) < IVS-
11-654(C>T) . HXFR [ HGVS fir 44 WL T .

X LANEHEE WK 23 RS HGVS g xR

B RARM HGVS i %

_ _SEA /
-(13‘7 /

a_% —oA2 /

% E _ _THAI /

B | oCSa(Hb CS) HBA2:c.427T>C
o®Sa(Hb QS) HBA2:c.377T>C
aWSa(Hb Westmead) HBAZ2:¢.369C>G
-30(T>C) HBB:c.-80T>C
-32(C>A) HBB:c.-82C>A
-28(A>G) HBB:c.-78A>G
-29(A>G) HBB:c.-79A>G
Cap+40-43(-AAAC) HBB:c.-11_-8del AAAC
Initiation codon(ATG>AGG) HBB:c.2T>G
CD14/15(+G) HBB:c.45 46insG

p-Ik CD17(AAG>TAG) HBB:C.52A>T

ilil CD26(GAG>AAG) HBB:c.79G>A
CD27/28(+C) HBB:c.84_85insC
CDA41/42(-TTCT) HBB:c.126_129delCTTT
CD43(GAGSTAG) HBB:c.130G>T
CD71/72(+A) HBB: ¢.216_217insA
IVS-I-1(G>T) HBB:c.92+1G>T
IVS-1-5(G>€) HBB:C.92+5G>C

IVS-11-654(C>T) HBB:c.316-197C>T

ARG G T o B-Hu T AR IS W G A2 I0T), KESSRAME R
BEMRRIZBOME— s, W IRRS % .

Mo ARRT I CRIFRITE) AP Gt ik iabhs (L0, R T BRE
B RIR A RAS (BAE R RAE SR ), BUHER R EIGE & 1om 5%
SEANRE G T T B — 2L AR R8P I M O, 8 Wl T e PR
R, FF DAHEAT PRI M Ak 2T M 0 3 B A o R B R KGR A 2 2
IR, TN o-, BRI y-HO T EE IRPR L WL o B
o I EEAAFE IR . AR AN BRI X, B R
RIS AT 22 5 . TR TR P 7y DX e 5 L 6 e K it
iz —, JCBF . =/, T R IR s M SR A, &
P HER AR B T A I AT L 10% LA B, TR RIAE] T
20%LL bo o I SO ot (B AR AR b 1A o FEIRR AR R AN oO(8
FA R B o BRI EA) LTI, B HIET IR0 O AN BT o
o M T MR T o BRER B R R BRI 20 o BREE A BERD SR
FIH 5y el se 21T 5| R A BEAL PRI M BT M0, ST o BRER PR B2
16 SHROMEH AN o BREORFZE. SAKIEFERANS, &

T 16 S YR EAT 2 4 o BREE R (02 FEFEAT al BEE), 14
o FEREBRE N o I (-w/aw), 24 o FEFBRE A o T (-/a0). 1R
G R o HUZT 1 53 560 vk o i3T5 Ay ERAR LRI TS, b 95%
VAR T o BREE AR KT BUCR TS R B Bl sk bk
BT 35 i o FERIBR K, FRIESRH WLAIHY--SEA, o> T Fll-at2 SRR TR AS I
ARG A o i #7[ aWS (CD122), CGAC>CAG;a?3(CD125), CTG>CCG;aCs
(CD142), TAA>CAA] 2317 Jirh, -SEASURBRIEE . 5i5h, RE
R (--THAY Sk oAl R FE i O AR AATE IR R B, TE AV TR
ZF PR @S M AR S, o X AZ R S R P A SR e ()
VG X 35559y 0.6%)C1, B by rvifg 24 I 2 dp 6 L Iy PR DR A i 2 —,
B BRER AR T A 11 SR ELE I, B ERE A RE B XK
SR R H) 146 M IERRLE R . B H P i 2E I A 2 240 T B 2 A
TP BREE FHER 1 RS /NIRRT, S8 B BRI R
hnRNA BN T80 mRNA B PE 55, XS R0 o BRE AR B i
B AE L B MR T80 I FRTAR AR SRR o ol ) A . B v i 2 1
PUsRAs B 72 o X, FLFE R0 3 34T CD41/42. IVS- 114654, -28. CD71
/72.CD17.CD26. CD27/28. IVS - I - 1.CD43. - 32.-29. -30. -CD14/15.
Cap + 40 -43. Int CD A1 IVS- 1 5071, BL7EXT M7 25 /7 10 L 40
FENEHERGE . E S EAGI AT LT A kRIS . H R 7T i
MW, SRR 7% E R PSRN s PCR (GAP-
PCR). SZBf PCR. % SEHREY 1 (MLPA) FIIRIREH1 L5 PRI 4H 2%
%Z (comparative genomic hybridization, array-CGH) 81, Jfd 2k #6077 %
FER R KA (RDB) Bl 36T 528 PCR (158 A6 AR i SR%T o f
2543 H1iE (PCR melting curve analysis, PMCA) # Sanger il [,

[ERFEE]

Sigwlan o
FaN

@5@@ \ o A : ik

PR Bl L5 SR G

Wikt TR R R
| b S5 s HiEaC
}
LRI Yoo Haigh AR
B LEAREEE

ARG RS T =ARMFHAT&, FIFH 55705 DNA T
HAK (Single Molecule Real-Time(SMRT)). £1%F A &I A, JBRbTE %58
AP MRS, BN MRS o H AR DNA RS T K 7 B
P14, 7EHAr DNA K B s = mmioiiese ek, M H gL maE
PRI B, SRS IR SR . AR A A6 P R P70 Sequel®
Il CNDx, 45U IRMERR SO 456 5 51 A, 7 SMRTCell 1144
KANFLEZMW) HEAT 5155500 5 o U7 S PR TR P B0 L 31 52 B TR
F b, B RARAEANT, T LAERR A LN 25 1 DNA 5
B, RFHRERREE L.

[EEARBS]
B ER A B RS F

B iR EERS Mg RYE
] DNA 41 48 L/
o AP H Ei R dNTP; Mg?* 1.2 mL/E < &
WP L A 519 A SRS 30 pL/E =
oA & 5141 B SR A 30 uL/Ed
CHRA Tl alyc AYRE 30 pL/Ad
) 5171 D BSIRAT | 0plEd i
519 E SR A 30 UL/ <L 4




5% F S REY) 30 pL/E XL — B 450U/
511G SIREN | 30 AL DTT DTT P
S H SRET | 30 pLE E bl
R DNA ligase 88 UL/ 4 Gk 2 Sequel® 1500 uL/
L DNA “gase s - E:}gﬁ{* Binding Tris-Buffer
2 . 132/ i Buffer X1
TG 1 EANZIIES 120 pL/8 <1 & Sequel® 200 ul/
o i g dNTP dNTPs
THALEE 2 b 120 pL/3E =1 dNTP X1
N4 5 R
e e 41 DNA, o ® 700 uL/
PHEIREE | dongipe, g | 1O WHELE W | Al | EWA |
R ao/aa; N X1 W
N4 R HE : 70 L/
ZH DNA, . e Elution Tris-Buffer
3] Buffer w1 s
20 ng/pl, A o S
FERRA | ARoTons |0 e g = IR
1 IVS-Il- - AMPure® =R 440 pL/
854(C>T)J% B | R PB PR
4 CDTUT2(+A beads A X1
VRE L)
N4 ZR 5 A ) NS
s 41 DNA, i ® 1 KM
BRI 42 i 2 Y Sequel® 11 I X
é U 20ng/L, FEE |10 pL/E L ? TR | Sequencing | dNTP. X1
1y oSaloo A Ve | Plte20 | ospeny |
N ’(!J (1rxn) i %
2k (TA T g A DTT. #
0L-TAIS) DNA ¥ 6 L/ 48 SVIRT®
VER: 1. BRI R UK B 3G A 4 AN T AR BB e fdi ] o | Cell 1
2. 83, MAREREI2 AR, BRRFRESL R, 3t ol e ! PUVN
96 MRS Tray)
3. SERELAEE 2 Yk, RIE ST S Al AR R Sk . Sequel®
[ N % AN Az ] B N . SMRT® 1600 uL/
4 RFNEHAE N 96 Ay, 8 MEIME 48 Mk % 4k Wit Cell /
8*48=384 B4l 4, B FIALA I . il BXLHE
15k e L g 2 g 3 R4 N
RS (96 rxn) (96rxn) | (96mxn) | (96 rxn) il %5 Tube Septa / f
3 A 01-12 13-24 25-36 3748 52 X1 4%
1B 13-24 25-36 37-48 01:12 fu ycrp | Seauel® 96 A/E
n o Pipet !
1% C 25-36 37-48 01-12 13-24 D kw2 Tips v2 X3 &
214 D 37-48 01-12 13-24 25-36 Sequel® ‘
2ME 01-12 13-24 25-36 37-48 P nglnfle / 2 filE
ate N
31 F 13-24 25:36 37-48 01-12 Foil X1 4%
314 H 37-48 01-12 13-24 25-36 R Plate X2 4%
5. BVEIT R SRV IR 1. BIPER R M 2, %8 (X NTC & 96 FLIE ?\jﬁxuii';’ } 1A
o i 4 A B S Bk S Plate X2 4%
WU 2 B R i VB 10 MRS [ S R & DL R S RE EL R A e
WA g emr | v ek TR %M%EB&%I 2. BIE. — IRk v2. FR9E. 96 FLEEMMIRANL 96 FLIR AR
- FEE B TR
JFF54 | Sequencing 319 3uL/E S S7w NI =7 v
va Primer v4 DNA X1 % RS, AR R R FER R R
. VR S BR 74 fg=] e
S | 10X primer | ol 70 L/ i A A7 W5 | SRR S
Wov2 Buffer v2 pe . L s N [ ) NN
v X1 S | BB B U e b
: Sequel® 1l o R0048
W | ‘ DNA 2kb (2 HS WA IR AT A 20220777
NIEA | DNA,,ID Internal DNA-Z 24 uLig
wila | ﬁx} "g?"““ Control I 7 1 . Qubit™ dsDNA HS Assay Kit
S = . AN B I i‘é
iggﬁ_ i? COTSIeX a i (Thermo Fisher Scientific A#] | Q32854 /
Sequel® 11 . T TR
DNA % DNA o 40 uL/E e
W 2.1 | “polymerase R it P, . o B Y.\
’ 21 X1 H BHE 5y | R e B 100K RS UK o> AT K Wb
: A0013
Sequel® i CrshA 20252211275
RSN | Complex | L 1600 pL/ wr T RS
! L ris-Buffer
i3 Dilution s 10
Buffer




V3.0.0.20250908 , #i/H ULEHAN
SR WiE ARG RA R A7
Q32866
Qubit %1t Qubit2.0 K L ok
A% (Thermo Fisher Scientific. | Q33216 /
oA NAEE) £
52 Q33238
A IRIEREA O,
T 7148 PCRAY, .96 FLAIA JiE / /
<96 FUbR AT B4
9%t
i
DNase/RNase-Free 237k / 1
(NTC
)
Hophi TR ZEE GrHrdD 1 /
bl DNase/RNase-Free % B F7K / /
Hofh ke TR HS PCR / /
M oA Rk / /
[ RA RG]
a8 PEIR

=200 035 CHEMRLE, AROH12 M.

FRA R R RN T 4 Wk -20°CH5°Cist, IS A
HET 142h,

W AR«

W7 A T-20 'CE5 CLRAFE, WFEAM B T 20°C~8 CIrff,
MR C F-20 Cx5 CLRAE, WA D T 15.C~30 CLRfF:
Bime MH.

SR P TR G i A A s A 2% PR RIORIS S 44 AT, S8 e IR AN 142

e HHL A PR AR Erbr 2
CERA{EE]
FEFMFEAG: T Sequel® 11 CNDx (EESF 8 WaEMHES:  , Fil
USRI RESE RS W AR AT BRA I A7)
[RAER]
1 KEIBEASAL . KA Ffik A i, T BRI EDTA.
2. PEARCRAE J Ak B
2.1 BEAT A {8 CHLMER) EDTA HUBER I & e Nl fe s, M
TG B I LB M S
22 BEAAT: REESSHIENRS] 3 K.
3 BRI T 2°C~8°CA& I iRt 72 /M.
4 BEARARAT: T 2°C~8°CURIFIET 14 RHEATRI, -20°C+5°C41H T
ARAT 2 4, IR ARAER IR 5 K.
(R TvE]
1. XEWE
AT -20CH5CHRAFs A FHRCEARFIBUE Tk Bk, R0 iR
5)o BRAERIAR 5 I N A R TR A VK b 9286 75 R R A5 1 4
(NTC). [P F% 5 CNCD - BEPEBR #2 5 1(PCL) FHE 9% 2(PC2),
514 AIBICIDIEIFIGIH AN [ SAE T 2 pL, 5148 M BRI Bk
AR S S E 2N S & o I AT, Hetn SRR AT
TRASHEAL (AR IEY 105°C), PCR FEFPZS R BIEH, BTk,
B YRR P A wr | owe

5149 A/BIC/DIEIFIGIH ‘ 98°C ‘ 30min ‘

1.1 94

L1134 MIX ALl B EGIEFE, BN LA RN AR, 1%
SR Y 5 RN 5 (8 R, R ICH] 12 NN,
396 MM HE, FFHHATEC L A SIAE, WK IER S S
ARG 8 MIX, FRRS), B 0 5 B, CE K LA

Hoy FAAN I BN (uL)
I 10.0
IR 0.4
5% A BYBIC.. HFEHZ—) 2.0
DNase/RNase-Free 255 T-7K 6.6

1.12 #E4% 0.2mL LIZEREG PCR 4, 4% FRINFEE, EFAPCRE N
A19 uL §738 MIX; T4 BIFEREE PN\ NTC /NC /PCL/PC2/FEA, ZEIL
T2 S inEEsk 7 S HhRic PCR & . FRAMTRAT, W BN Booh, Rk
B, OB FUKE

Hoy FAAN SR B (L)
1 MIX 19.0
NTC /NC /PCL/PC2/Ff A 1.0
SRR 20.0

1.1.3 K5 0E 1.1.2 Y PCR BN TR W B 4TI PCR A, THIA T FIFE
FFHEAT OB (RS W 105°C,  ONARFR 20uL):

L gl HIEEZS3
98 C 2min 1
98 C 10s

63 C 155 32
68 C 3min

68 C 5min 1

4 C Y /

1.1.4 BP0 U PCR &y B O IERY), B4 pL 384 LIEW
IINHT 0.2 mL TEALTRES PCR & s B TUK LAFH .

1.2 He ik pi

1.2.1 ¥ N RO SIS & B DNase/RNase-Free 255 17K
&, FBUERE MIX.

W B SR B (uL)
B 1.2
HER 0.8
DNase/RNase-Free 2 17K 1.5

1.2.2 K59 1.1.4 P PCR B W B0 5 Fbo 0 BIIIN 2.5 pL B2k (5
BT 2 Wk, TR S| AR RS B AH k) PCRERE I, 1R
SR FARIC PCR &, BRI B0 S FPER . P 3.5uL HEHE MIX 43
BN PCR A, WRHE, BEITE0 5 B, SR HPEIRs), B RO
5 AR L RRIE, FBRIN RS PR, JE Tk &,

Mo BAS IS FE(uL)
E1 a7/ NS 40
2k 25
EEHE MIX 35
SRR 10.0

1.2.345 8K 1.2.2 H) PCR BN TR B LT PCR A, JFURIBAT T
FIREFF(IAGRIRE 75°C, JRMNARF 10uL):
L | B ]




37C 20 min
25C 15 min
65C 10 min
4C %
1.2.4 FEF 459 B PCR &, BT UK A5
1.3 AL
1.3.1 %% PR BT B 1 AEARES 2 R, ORIE R MIX.
oy LNV (D)
VAL 1 1.0
T Ak 2 1.0

1.3.2 B RAL RRTES L5 FP . 7R 1.2.4 1) PCR B3 BIAIA 2 uL
P AV ARG MIX, SO 20k 2R 0 R 3R 41 B G, BRI BS .00 5 A0,
SRIEPEYRET, BRI B0 5 FPEh R R BRI, PR B0 S AbEh,
B Tk ET .

Moy AN SN B (uL)
EE 10.0
AL MIX 2.0
SRR 12.0

B
=

1.3.3 K508 1.3.2 HY PCR BTN TR BERE 110 PCR A, HFUGIBAT
SRR (AT IRE 45°C, JRMAAFL 12pL):

R I} )

37C 60 min

4C o
134 BFAH R PCR &, BT UKL, TALRIEAT R sc gl
IR
2. X EESiAh

PIE S SE S, RSz RS PR DNA difb il e fhab e,
TRHELL T P IR EAT IR
2.1 5—k4lifk
2.1.1 fEEAGH PCR A HINN 7.2 uL fEER, FIgRieiR 2], Wi g0
5s, FEIRLHE 10 min;
2.1.2 ¥ 3R PCR it 2.0 5s JERUE T-RE 148 F, W PR 28 i TR AT
2.1.3 IR PR RERR AT BE I 200 pL 70% 28, IO JG 7B RS
SR I 3 BRI 200 uL 70% Z.8E, AN J5 Sz B) P 1 2% Y
RIEEF, T RGN R L 23 B R 1N T
2.1.4 % PCR & MWEI4E FEUT, Rl 30 5 8, B PCR & E 3
WEJ1%E b, FAOpL B SRR BT 5 s
2.1.5 SLRIIIA22 pL Beleil e IR BFiisk, =M E 10min;
2.1.6 ¥4 kb PCREEWRI B0 55, SREME TR b, TR & 50
AL, WREY 20 L oE iSRS E W 0.2 mL PCR &, BEJE T4 — k4l
o
2.2 itk
22D ES—IRGAL =N 12 pL fEEk, IR ieIR 2, R B0
5s, iR H 10min;
2.2.2 % iR PCR BRI B0 5s JoTSCE T Wh A 4 bR B 2 i TR AT
2.2.3 I PR AR FR XU BE N 200 i 70% 288, N J 57 Bl FH A%
BWEL IS EFE EUUIN 200 pL 70% 20, NN JE LRI AL 2
i@
2.2.4 %% PCR & MW 7142 EBCT - Ry .00 5 7, FHICK PCR & UE 3
WEJ1%E b, F 10pL FEiRas v o B s
2.2.5 RERGERAS RO (249 208) SLBIANN 8 pL Be il J5 ¥ % =7 i xk, W
TRAREIE TFJ, &R A 10min;
2.2.6 ¥ LR PCRFHHNEI0 55, REME TR, TR & 5
A, WREL 7.5 ul EIEERS AR 0.2 mL PCR . 4ifk)E sE T
20°CH5 CIRAF

2.3 FERHI
2.3.170% LB EE WL, B Si5 s
2.3.2 WEERACAL FH AR 7053 HER B R ST
2.33 H{—UOCEEAAL BT, T R PRI BRI e ol T+
W, SO PEIRE
2.3.4 SURAEE FE b AT SR 0 B AP BRI (8] 0910 min, SRR GRS 2
K, Wil DNA 5Bk 45
235 AN T0%ZH5 )5, SERVEER N, Jomfk Sl i, I oaifbns
TP Rt A m e
2.3.6 alifbid e ) SIS A I 10°C~30°C,
3. SCFERR
3L AT SO A Qubit SESBTHREIN, RO LR AR AT EET R
—B LRI :
3.1 B SCREIRFE 23 ng/uls NTC SCREIRFE<L ng/uL (BTG LA )s
3.1:2 IR AE R BR A 5 TR A SR 23 ng/ul.
32 ANREILRN EHLIN Y, w5 SO B T -20°Ce5 CE&AF R IRAE,
ZULE 90 KA _EALINF, I R S VRN 3.0
4. EHLRIRE
4.1 HRAERTHER
4.1.1 BRIEA AN ST X R DN I 41, T T-20°C5° CARAE I
WAV AT 2°C~8°Callvk L7/ il , Tk b0 S B VRt
4.1.2 WA VKED, BRAMGPIR TSR FREATA, FTA ON4H 53 (A8 F AN
PC L AR 3 5 AR UK L2 AT
4.1.3 W& TAXFREE T S AT R LR o
4.1.4 WSS P & DNA B, DNA &7 2.1 B DNA X%
XTRE A 1.0 Y BRFTIE S R Ak R B 58 AR R 1020 TRET
VRAT - CH AR S N A R ) IR TR D) o
4.1.5 BEIRFNGE MR FNE I AT R R S
42 FEERRE.
421 T PRI A B 284 SMRT® Link Berry Genomics JIR 45 a5 ¢
2 CCURRFR B,  fidi“Sample Setup” b N 15 B Sl «
4.2.2 s5d7“New Calculation”, 7E UL IH HHAAH RAE B s

4.2.2.1 Sample Name: 3 NAEASZLHE o

4.2.2.2 Available Volume & Concentration & Insert Size: i ANFEARTIH
R IRBEFIRRN A B

4.2.2.3 Sequencing Primer & Binding Kit: 73 %l i% % “Sequencing
Primer v4” fl1“Sequel® Il Binding Kit2.1” .

4.2.2.4 Sequencing Mode: EREA

4.2.2.5 Internal Control: 1&+“Sequel® Il DNA Internal Control 1.0”,

4.2.2:6'Use Cleanup Step & Cleanup Anticipated Yield: %&#%“YES" 31T
afify,; BB AL R RN “50%” .

4.2:2.7 Specify Concentration on Plate: 3 [ 5 2% AL Py iR R 2 13
7. 180~220pM.

4.2.2.8 Cells to Bind: HiA“1",

4.2.2.9 Prepare Entire Sample: 1% & %44 i AR ABALE T 5
SRR RIS O, AR BRI L AT .

4.2.2.10 Advanced Options: 725 % B, “ANEIER
423 WETERE, HHHLFEAREER, IR FHIR 4.3~46 AT,
4.3 51YB -k
4.3.1 51 TsL

4311 FRE PCRIRMNART, PR 105°C, B
4 30uL, IEATIFE I

SN S [A]
80C 2min
4°C Hold
4.3.1.2 ¥ FRIFE
i IR (L)
W 514 va 1
Vel 29
SRR 30




4313 VRIS B, NG TR PCR A, 1817 4311 .

SR LEEAG RSB VK BT RIS B R A77E-20°C5°C, 1 ASHA A
43.2 3Bk

4321 % FRITE PCR RNFET, TG, NAF A 100uL,
BT

LR S LB [E]
20C 60min
4°C Hold

4.3.2.2 AR (Annealing Primer) Z57E BITRIRTE S N R InkE.

i JFE (L)
K K Z AR
5 EIR v2 SAAR0.2
o ARFES B < LR S
JEE R R Ji >0.253
TIN5 4 v4 MAR>0.12

SRR it AR S B IR IR EE

4.3.2.3 JRAIFBRIT B O, BNEZ ) PCR AXH 9817 4.3.20F2)F .
SRS IR JE R Bk L2 RS B RAFTE-20°C5°C, 1 AN H M.
4.4 BATES:

4.4.1 AR

4.4.1.1 {45 & 2l DNA KGR 2.1 34T 10 5FFE.

4.4.1.2 IRAIFHBR L, MBRSR SRS EEL A . AR, W
4.4.2 ER;

4421V RREE PCR RMNFEFF, TG, RBEFA 1000L,
BAT IR

SRR S 1]
30C 60min
4°C Hold
4.4.2.2 RIEHAT (Binding) 45 MIARIE S TR INEE.
05y SR L)
SEE M B K JERE AR >0.22
7K FNRE BARR
DTT B KJEFEmRA>0.2
dNTP B AKJEFEmRA>0.2
B K G i A2 P sy At
Wikt J5 DNA &R 2.1 B KGR ARFR>0.2
MAX GB K JERE A FR(1-25
o HHRRRE), BAJEFERAAE
B KA A T R IR P 4 A
FRERIREE)

4.4.2 3 IREIFFBRIT B, BNESI PCR U, 81T 4.42.1 FEF .

JSLEE HJE A Bk E LR BURAEAE 2°C~8°C, 7 R

45 4lifk

451 AUGHT, SEIRPAT BRI REZE M 30min.

452 ¥ # 4+ (AMPure® PB Purification of Polymerase Bound
SMRTbell° Complexes *B¥E 2) 457 MAFTRS T RINEE.

iy PIBE (L)
REH-HREEY BRI SRR
TR M BAER>0.7
SRR R AR =03

4.5.3 RS IFIBRIN B Lo

4.5.4 1§ Qubit 61T 2 KRS e Hk B, FRAER A (AMPure®
PB Purification of Polymerase'Bound SMRTbell® Complexes 3§ 3) i
BB JE I R G- S YRR AR
ASSERMBRMEAGM-BRE5W P MmN KMH (AMPure®. PB
Purification of Polymerase Bound SMRTbell® Complexes 51§ 49 45 %€ /K FH

WGk (E—SRH ek fix1.2), BE. SiREE Smin.
RS EHIZE Smin, ISRl ik EIRCR
4.5.6 FEFERCE TR 48 b, B BIREERIRAE R 10, IR A0
i, W L.
W AN OB B SCE Rk .
4.5.7 ¥FESBEIEE LEUR, SERTIIA 105-120 pL FBEEEIR, TR
BRI .
4.5.8 ¥FERE SR TEE 15min, DIEBESEE-HRE AW .
4.5.9 KR EHE TS L, ZIRHEE.
4.5.10 MBS 2R OB T, R RIK B AR BURELE 2°C
~8°C,. 7. RN
4.5.11 £/ Qubit FOLTE S R EGIN E FR EE, JEFERAT (AMPure®
PB Purification of Polymerase Bound SMRTbell® Complexes 54 (11 HIH
B AR IR A B AR E A VIR . B B Bl AR glifh 5 2
VI BE SR R AiAL T 2
4.6 LHLRTSCERMRE
4.6.1 DNA SCEXTRR S 1.0 Fik%

4.6.1.1 4% FRINFEIAT B REREE, IRSIITRIN B0

iy S & (L)
TR 99
DNA SRR 1.0 1
SR 100

4.6.1.2 15 FARANFE, 3oF b0 T R A ET A MR SO B g A 7
Mok, T SIIFIRIN Bl

4o JnAE R (uL)
B 99
T fE AR DNA SN IR 5 1
1.0
SRR 100

4.:6.2 EHLRTSCE B AR
4.6.2.1 R4 #A4(Final Loading Dilution )25 5 RIS 5 R £ ke .
Hoy JillEa=(MB)
. 98.5-4fi 405 M R A B 2 &
TR MR Wik
SR R A B AT 'k*”’&fng;flfﬁ%g >
FifERRe DNA ST I8 By 38
10
DTT 115
b 1.2
S 115

e AR B AT INEE, AT LB RETE 96 FLAE SR AT IR,
4.6.2.2 AT B0, B8 BIVK ST R I BUARA7-4E 2°C~8°C5. 240 1Y
.
4.7 fEEFETAR
4.7.1% 115ul RAMBEIN SR HER B 96 FLEERNR L, JFE 190°C
THABEAR % 2.5,
e ARG HEPUE R, HERREMN RS, & BT,
IR 4.6.2 HIEAE 96 FLAESMURIAT, W EERE .
4.7.2 BAERR 150 rcf 5.0 Amin.
4.7.3 ¥ REARURCE Tokck, E B R B F.
4.8 #E &R
4.8.1 76 55 WIS MM ERH FIE R, JHERNEE.
4.82 &M TR C2.00
4.8.2.1 K IAT C2.0 A FFHE Py, FH B KB e 47T
RER N
4.8.2.2 HMFFRAA 2.0 A= (~22°C) FEYE/KA 30760mins
RV FE R, AP R C2.0 MUK I, (518 RIS,
B RS AT TR B AR B TR . B L ERE SORCLEI RS



1%, EARAATIARTE AR, UK 05 4% 5 0 o S Ak K IR R -
4.8.2.3 5, FIFIRF €2.0 1000 rpm #RFEIRS] 1min.
i AR SHT B4R, (EHRS NG 1200 rpm, fR
WA BRI 1min.
4.8.2.4 ¥ FRF €2.0 150 ref B0 Imin,  BUR AR AL T

4.8.2.5 ZEFFMUARHT, HERWTFRG 2.0 RFTHK S EIG R,
4.9 ZLHGRF . VR AIBCFIRE TR
4.9.1 fiili Sequel® Il CNDx 3 [R5 b7 A2 50 119 “LOCKED 4% 41, F5 3t
75 N“UNLOCKED” J&, FTHALHRI].
4.9.2 ¥WFRF 2.0 CRERAR MM TR c2.0 EHURD) BMASA
“REAGENT” [{i 74t Hi 0] 5 $2“REAGENT 1B “REAGENT 2”357k, %
e an R AR EOK, W R AR K 4. A RAEIEAT HIE
AL B8 ZASRFIBRA PG AN E LR S, B TR B E — AN
AR, P TRREA R, ATEEEH.
s WA A NFC W34, F TR ORISR PEAE .
493K WML TR A 2 A b . 46 L5 5 RES A
MBS xR, 17X B “REAGENT 17, “3”%f B “REAGENT 2”. Hfif
ERREAE T R 2Lt 55 o I )RR, DL R RO E R AL
=
s WAIEA NFC 8%, FTHRRSUR IR ERIELE
4.9.4 % 96 FLEESHAR B NARAT “SAMPLE” FIAE il R o2 3 Bl G SRR
R _ERURWEOK, 1S AR K ST
W BT RA C2.0 96 FLIE FAR T 58 I I 5 3 SRR B A~
Fo QURARAETE B A R, BUHAR R RO, LA OR AT B
HBLE AL -
4.9.5 B MRS 96 FLIRSIBIMASRE “MIXING” (g .
4.10 I B AN Sk
4.20.1 R P E AR “CELL S il . SRR BRI A IR
ANBIfLe AT FECELL 178K “CELL 27 353K
B EA NFC FR28, H THRRSUHAIRER EST o
4102 BURWk & (—RMECk v2) MIEEF, B 3 Sk ERIKN
WRATTIP BOX”HIARE o H RISk B BUEH I 5 TAE G FF
T ZBRA SR AR RSB, IR E Nk &,
AR, RS & RIEIEEBE 3D, WG — SOk B4
Ko FZFITNMEHEN 3 MBSk &, WEEFGHISIT N,
JITA 73 BRI S 0 3Ol R W Sk e
4.11 WP TR E
4.11.1 ITHFHAY:, A “Run Design”#E N 5 B M .
4.11.2 jiili“Create New Design” ,/EUL [l i NHA RS 2., VELIERAE TR
Z L (HEPIFAC-(Sequel 1) CNDx) 5 FH 6B 45 )

4.11.2.1 Binding Kit: 1%£3%“Sequel® Il Binding Kit 2.1”

4.11.2.2 Sequencing Kit: i%$“Sequel® Il Sequencing Plate 2.0 (1rxn) ”

4,11:2.3 DNA Control Complex: 1%#“Sequel® Il DNA Internal Control
1.0”7,

4.11.2.4 Sequencing Mode: %% CCS READS.

4:11.2.5 Insert Size:2535bp.

4.11.2.6 Movie Time per SMRT Cell : 15h,
5. BdE 5
A8t FH b i 2 L R RS AR 3 B 0, A B AR U B P kAT 3R, R
EE 73 W5
5.1.— M FF 51404 (Circular Consensus Sequencing, f&i#x CCS)
CCS BB b 3 AR B4R B BR 7 HI L W1 IR I I8 A R R E e
B2/ N E 0 N - I ST SO 77 SO e
5.2 BEAYR 5
JE I VR s R i 1) barcode Y B AN S IARAE R A, BEATREARYR 5 o
5.3 [P HI LT
B REAS IR 23S AR AT IR e B 7 B b NSRS B SE R 4 (NCBI
GRCh38), KA 2 x5 Wit I e Hictts 3 51 w1 H A BRI DX Ak, o
A3 BARFP 5 (.45 5 P HBA J7°51): SEA_reads.4.2_reads.3.7_reads.

THAI_reads . WT_reads, Zi#%N HBA reads; LA 1 Ff HBB_reads).
5.4 $df 5%

WP TR b B SCPERUE = HBA reads =1000; HBB reads
=100.
5.5 HE b7
5.5.1 a %k
BB RIS R I (B Rl
SEA_ratio=SEA_reads/HBA_reads
4.2 ratio=4.2_reads/HBA _reads
3.7 ratio=3.7_reads/HBA _reads
THAI ratio=THAI_reads/HBA _reads
WT_ratio=WT_reads/HBA _reads
55.2 p5AE
HEHE 5L s I B [ BT 7 5050 depth FIZ828 /7 5144 alt depth, 15
URAR ELIAS B Mutation ratio, AN R:
Mutation ratio=alt_depth/depth
| QR IED |
1. o BRREY PR
Lla BRRALSA, 037, b2 flTHa U 2 —H Wi li=5%, Hfh=%<
5%, [RI WT(ET A= R BRARGRIR ) FIBTE 25%, € xR o BRERTL IR &R
1.2 o BRI -SEAL a3, -q42 FI--THAL T35 — W {E>5%, Hih=#&%<
5%, [FIA WT I <<5% FUTE AR LI a R IAL 4 RAE
1.3 o BRERT-SEA, 0371 b2 FlI--THA T 2 — ST (E 5%, O ol A2 (¥
ANHIMTHE <5%, [FIN WT FIBHE <5%, F5E N5 RII#E 2 1) o Btk
1.4 o GRIRTY--SEA, -q37, -2 Al--THA U [ I T4 << 5%, TRIIRE WT )
Wift25%, FI5EN aa/aa, FAGH a B,
JIWT{E N SC LA SEA ratio. 4.2_ratio. 3.7_ratio. THAL ratio, WT
_ratio(HBA BF A )30, FARF s MU Z I FAR (R RO E WAL AY):

SEA ratio | 4.2_ratio | 3.7_ratio THAI‘ WT‘ Far il 25 R
ratio ratio

>5% <5% <5% <5% >5% --SEA g0,
<5% >5% <5% <5% >5% -a*%/aa
<5% <5% >5% <5% >5% -3 7/aa
<5% <5% <5% >5% >5% --THAl/ g0,
>5% <5% >5% <5% <5% --SEA[q37
>5% >5% <5% <5% <5% | --SEA-o*?
<5% >5% >5% <5% <5% -a37)-0 42
<5% >5% <5% <5% <5% -042/-q 42
<5% <5% >5% <5% <5% =a37/-q. 37
<5% <5% <5% <5% >5% oo/oo

2. a1 B AK 52D P A T AE

2.1 Mutation ratio>20%, H<80%, H|E NXfRiAE HRAT,;

2.2 Mutation ratio™>80%, FI|5E Axt N 44 pei 2848

2.3 Mutation ratio<<20% HJ, J5E AN, 87~ A A H RS T 16 P F 98 28
| Qodiazp Siif=d)|

1. [ R o A2 8 S« B ok ot R 25 SR R A A th R, JE R R aov/ouos

N;s PHIEEF M L RISE BB, JER TR -0 aa; IVS-11-654(C>T)

M CDTUT2(+A) R & BHMER#E M 2 Rl sE OGP, HEH ALY

aCSa/ao; No

2. 25 GV B BE PR fa 8t S IR A2 S0 2 A AR R 4, 75 0 s256

LATE.

3. AR o BRARTYPAMER ot R B (--SEA o -0 <ot o

THA G L SEALQRT. SEALLGAZ g 3T 42, LgBT)q 3T g Al g2 5F),

AAG BRI R SRR ao/an, FRAKH o B a0 528 B MR

H oaWSa(Hb Westmead). aCSa(Hb CS). oSa(Hb QS)XFM [ 7% &Aakalifr;




B AR FALBATEIRAL R LA AR A A B S o o M1 B s TAS KA A
& BHR N
4. TERPERIETG: BAPSHRIG R  “-7, Rt AR 3 F
L AESR RIS, BRGNS I
LSS0 VR R PR A
L. ART7 fAE A T HE B Sequel® 11 CNDx CRTLH UL 3 AR S K] 12 7
BRARAR AT, A T HoAoh i el 5 f P28
2. AR5 b OGS TR 3 rhoAS: DUV B AR 7 SR TR AT T 0 P REBAIE,
T AR S ANV FE A B AR R EOR ANAE S, AF AR IR AG XU«
3. KA £ R T RE RS -

31 AEHIIFAKE . BIEH 6 FEBRITES R .

3.2 RAWIE R HA T B PCR B 7450 R = S BB TS R

3.3 IR A R AR B S B 4R S A TR . FRASZ RS
Yoo MF RGUERRS, ARSI R
[7= & ERETadR]
1. AN RGPS PRUEWTERER . SR
BBV EHA AT BRI T o BRI, T R IR )
DT A B BT IE ) o
PRI WA RIER . AR ISR SR TR
B S EAE RAFTOIRIG A 5 LG o fr Jo A
R ¢ AR T IR
2. R SR R A B P 1 b et B oA A D) L R B S
2 SR ERANY BE P 22 R HEAT A I S X LI SRAR Y . S
7R 5 7R A DN R A P i A AR SRR
3URESRIE: SR M i B AR A WU 1] 9 1 22 R R A D
FE AN KB 228 WA TR, BCR A Ak B 228 Sk AR,
g5 R .
A ST R 70 A U L P 1 b e o 3 oA s D0 L 2R B 1 5
2 R EA VA I R 228 WA TR, AT 3 ng 51 1000 #5 UL L
B 26 R, WA H K R SRAR A 238 i IS 3o 5 X 75 A 3
P T AR SR 2R
5 BEME: RAMLSHGIATEGRN, &% 0148285,
LRI H 6 R R AR
6. I ARIRIG: A= TR RIS LAY — 3L 58 i 1588 Il R A (1146
W, 52 EmF=RHT s, BHERFER. ERFERMI84GE
FIH 100%, Kappa RE0H 1.
Cey-e=30T)
1. ARG A TR SME W ARE A BT A4 B 2 i W 15, JFRfIA%
Tt B PR DO AR AR FEMAMX B . ok A Rl SR R —5%
1 3L B A
2. {3 FR IR
2.1 ANEAF A RO .
2.2 ANERR F AR RS R0 A 2 A A 3L e iR
2.3 1V I BRAE S A AT IR R A
2.4 RIS R RSN T LSS, R RRI E S, AR
M, eI, PR TCREREUR T T R . W R AR IR .
25 050FE N BT REARIAZ AT T, BT EE, AR
{5 R IE#.
3. BAERER:
3L IR G BT & PCR AR SEI 2 2K,
3.2 SEIG R AT B SORE BRI AR B R R N AT HR A,
TR IR R AR PR AT I8, AR BB AL, B R AT R
il
3.3 {41 I3 ALY B BC SR AR RCAS | 42 HRAN B b R MR B A T
BTGB FR A, AR A A T i B 1 B SR EAT S 4
3.4 PRI BRI G A & R 25 7S A3 R . R I IR AT A AT
I i B 5 R A
3.5 Ny TaEGIBAELL TS Y, ARALFH 58 AN LSS [a] JEUR o
3.6 FiAERIEL TR, NTC KO FIPEIRIE S FAPER 2 5 1 AR s

it 2 £ R — R e e .

3.7 BT REBREBORGAY, FEHURAIERS 7 2202 A IR LA AT A A

3.8 EHLIFF AR, B SR R 5 A A B RSk 2218
10~20 R SIATIR SIHRAE: TREHAT R IRERERT, Al H e
S VEAE PR ARES O LR B0 273se

3.9 HH A 51 WA SR AL 5 4 = FORE A AMSE [R]85 il e

3.10 2 FNULRAT, 96 FLEEMMARL S . BARIRA &AL E NS
BATE S, SN RSBUSTR. Foh, BT REH LIRS BERE R
MRS, BRI AS R A IR AR . BB R AT, 96 LR
ST FH RS .

AR TR A R A e e, R R R, R AR
R ORWBD AbHE.

3.12 SEIGAE R R RIS RNEGE TAE G, I IR TAE & S & Fh sede ik
AT R

4, AR FI:

4.1 BT RTINRE A RS2 S5 e BOPRE (R BRTED A AR 3 F (¥
SAMRET CGaE KB BULSFAAE) Kif o ARG N P 7 S s
B R R R TR LR DT IR FEADBEAT AL PR, SRR TN PCR SR R
22 18 SR8 2 AH ORI T HEAT AL B AT LB Y5 Gt o

4.2 BRI RN TARIR . M BE FESFHGTE, XM EH,

AFAE AL 5 388 G5 o AR 0T BE RIS | B BRADRGNE — HLHefid,

JS2 57 B KB 7K e g e

4.3 A7) G A BTN R S ek AN B A et (RLTE S P I A 1S
R BAT AL R D) BUAT AL 2
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