ZIEE . 0SZ21900377

RIS S E MR B VR &

mP AR BRILRBEIEREFEE (T21. T18, T13)
BMRTE (FESENEFER)

FEmEIREE: E=2 6840

BiE A& ReERAKERERHBRAF

T

Ex#minEEER

B= 77 s AR B el



B X

FEARAB B e 3
v BT AL B 3
e B I A E B e 3
T AEFEHIEE s 3
P B AT T oottt ettt 4
0 FEERIR e e 4
T BERBTFT T E oo 5
S BRI Z e 11
PG RS AT BT A5 3 TR oo 12
BTN B Moo 16



HEEFL

—. FIFEAER

RS BUR AR AL B AL BOA PR F

= HIEANERR

AR Sl B BT BOR Pk E R RARE B 1 5 5% & EAEOR
E1EHE BP0 11 4k

=\ Eit

AR SE L B BT BOR o R R E B 1 5 5% 5 £ EOR
E1EHE BCF N 11 4k



7= it B PP B2

—. i

(—) oI a8 RAH

Bl & A AomBEZm iR, RomE 20, DNA 5. &
BZ . PCRY IEIRA. PCRY 5| M. R EF HEA. £&
5. EEIVESR S1-S4. X H PC. A X EE & NC.
kAR A01-A48; K5 & B: #izk 1. @53k 2. TE i, (K
RN LA ),

(=) ETEmAE

ARRA & T AR ZJE Ky 12+0 A K DL £y 222 b o
i3 A e )L B L E AL HEAZ B (DNA), 3 3t AT AR A B A L
WEDNAEY 21 5. 18 5 13 5 RERRENER, ALY
BAREEEERRR 21-ZREEAE. 18-ZARZEAE 0 13-=1K
GAAERAT R . AR &R T 20 7 U .

(Z) FROEAA

160 MK/ &

(W) =il RE

B AEME R HEER)LIFEE DNA (cell-free DNA,
cfDNA), KE 2% 75bp—250bp, JL-F2H#KIE T WEZAE
4R f, LR An 2 A S HIAR K I UL — ] (2%—30%) FER



ETHERMEADE ., LRI ELELEERKE LA REE,
ZREARH ofDNA Ll st B B, XTI EE, @i
M7 6y 77 3 it — & Je ke DNA f B A ey b, A
MG RE R E N E., RAERA T ERER, AA
F—NREBEENFFE, EF RSO0 E € DNA 4,
DNA R &- B DUE € o 4% DNA AR, #m B4 RE, 6% E
#[#9 DNA 4%. DNA # & X — ke, 2B —MRT, 7
B ol A4, Bk BN pH A, KA FE T kAL
FlE5, KB LR HEEE, R4, ARANTES O
M, SEILXE DNA i B &ML 5 A (8] A 2 4 4 2 B X DNA 8%
WG H 2, HEGEMERFEMNFE, 21, 18 w13 5
REARPTEN DNA F BB EH#THIU, HAUWERSAKELE
WA BB S A W B, B RT $R A5 A0 I AE s o B2 B DNA
FBRHBEREHFERE, AL 21-ZREAME. 18-Z1K
LEEAEFR 13- ARG GAE W 7 7 2.

=\ IRERAIRIE

(—) Z&2RHHH

1. TERMHHHEE

AFERETEEMBEBERREEZ R Rntb a8, &
B v . DNA 4R, PCRYIEHA . 5. #L K&



Fowh 3R 55
TEEMBHANG. FEARE TR EEEMB R EE
K BRI B
2. N SF EBfMREBEERFIL
Fig ARt T A SF R, GERESE L. AESS &,
BMNRSFE . MHPRABELESE R, RERSFRIEL L
52 . 5 R IE W Lot J AR AR G xR 6 e M/ T P DNA
&1 Ak . FEE DNA AR (5 5 R @ Rfish k DNA. 13-=14K[H
P DNA., 15— = 4K [H % DNA. 16— =4K[H M DNA | 18~ = 4K [H %= DNA.
21-=4{KFE % DNA. XXY [ DNA. XO FH % DNA. 18 5 Zrf k%
E 4 DNA) Fa [ DNA )5 363 4 xR AZ AL AR R Z R 4
REARLE E¥OEER, 2OV SEEZER T H0N
A IR AR FE M U KA R E £ Fn ik SR 1 1
e A7 R
ARH ERE T M RAAMEXE, H TN+
A gy T EE S R RN 2H T21. T18. T13 [Hfk
FKEMAZ BB, FMA &R,
(=) AT L AR EREAR
W A TR AZ A SR B RAE AR I DNA R U
REFHGMEREBEET T RRNKRE, B KARE.



DNA e BURF & 5. R KRRARMFE. §HEF. 4
FiEmEE. XUEEEHFEURNEIL DNA REWIHE T %, F
B3 T A [E] DNA SO IR An A BB B #HATA 5, DU XX
FERE B X E M ERE R R ARBEEEKRE,

(=) SHrhaeipiE

RKFEROMEGREGEREEE R, A LSFRFEE. K
%L THIRL . Frama . etk /ME g 64k, #HiF
AR T ZH= & (170201, 170202, 170203) 7FE& FHALA b
B P B R TR

B PRI A, B AR xR A W S R R
B, MmBERELRN 20 K, ¥Rk 95 & KR EF
A B PRI, A E T21. T18. T13 By fKFH P& DNA
WRE A 3. 5%, XtFEME DNA R E A 3. SUBYHERFAT A RN EM
M, A 244 2 72 B DNA SR 4 3. SUBY 464 T, 2 DNA & > 0. 5ng
Erp ¥ A ) X L FE

KA 3 BEAVSFE GRS R#ITRE, RMNERHFE

EAES LR, Fig AR Z#” B EERANA Extd
W SF R AnlE AR (HEE AR, B RS R, R
MR ) M T AT SR /R BEWN/B L EE LK



FRBEZREE, ERETHEFERGEEN 100%, FHMEHF
RAEEZEH 100%, A . BA. HEEEE R EBE
H Z R WA AR, WA R AR

ETHRRA T, F i AZT IR T 304 Fo s IR M T 3
YIFEAT R NTAN, BERE 7 Yk i &t 2 & | iR <500
mg/dL. il = B RE <1000 mg/dL, RE4T Z %K/ <40 mg/dL
i, AARRAGRMNERL B FT 0, Lm ¥ P A/ F st
e, FFRMHEENENE, SECUEMERIK, AT & iR
KRN SR NERA D, B A Z VUK A = Just R e
T 5l EDTA. A7 A% BR 49 0| e A AR U 25 R 5 22 0 3k TR 2 A
., Pt EDTAL APAR BR 4 F | 3 AR A N 45 R T B F B

TR AR T, Fig AL E. AL SH i
ANFELAE R B AR F T IR ARAREATRN, AW RN S
A AR U 25 R A A R A R B RE T, TR A L ST K9
B E A R AR T HARRGRNE R AN AN, A4
R JE AR (T6. T9. T15. T16. T22. X0 . XXY . XXX #a
XXYY) 3 FAREA e 21, 18, 13 TR ERFBEARLTEF
V.

EARBR R E R LT, HIEANMF KRR E L SF & Ao
AN A e AR B kAR B Z [H P DNA B9 AR RSHAT RN, 2



BoR: 1 SRER. 4 FRER 5 TRER 8 5 RER.
FREM. 16 5 RER X Lo AmaE R E 2 R EH 2 m
M 21,180 13 T REARFELERT B ZEDw, RAH 0N 18
FTREAREMESL 20M DLV DU 18 ZARFA M,

TR F, Wig AR e SF mitiTell, nil
ERNEA G T 1007 F a2 MAa L, 3007 % K EHWA
o A

(v9) FaMEH| 1A

HEIE A\ SRR Tk R 2453 61 A MEAEAR. 94 ] 21- =4k [H
AR, 334 18-ZARFHMEARAR. 20 7] 13- =4KFH A A F0 34
Bl g KR MAFAR R L ER MAFR#AITRN, RELITXA L E
Bk, Fe )L DNASREGER Y S m R b oy St ] )3 A fn B T
WE DNA KEMlE RSB IEAIT E 5, B fkiE
FEE AT, AR SERAATHR, B ey T
TR R v A W A FofE . SRR E RN B EAR RN Z
>3 AR, PN ZARFA AR, Z4EE (1. 96, 3] MAAER,
MR AR BRAEAR; LH<L.96 R, HEHHMEELR. 3T
KEAEAR, FHEAR)L DNA RESHTH -SSR, wh
JL DNA SR FZ > 4%, T #| % A A1 amfis )L DNA IR B <d%, U 223X
R I fE A A, KT X N LA )L DNA 3R JE <4% ) A K



FATERME M, BFRAK i T e )L DNA IR KT S 3 A
WIS, A0 A 4 RAT O R X ELAE L DNA IR <4%, N4 4
e Kz Bt — P .
(£) BEMWAR
W AT AT T S A A TR B R R
FLERERF R, FRAEWHE. ERRERFR. REK
BREHFAR AR ERRITT RANHR, #ETEEM
A% T RA B A AR A B 1A
S EMMR: RAES 1. 2. 3. 6. 9. 10. 12 MA
Fl AN 5 B HATE AR, T L R A TE X R A
(A& A M ET-30C ~-10CHiEf, RA& B HRAT
2C~8C) T, RAEABMERN 9N
AR e R RAEFHREE LN F2AMHA &3
MNAFE 4 NAEAS Y SE BHTHELAN, FREVES
HJE TR R E TRAF 4 DN B 4 RAT B34 2 0 BE 40T B
XK, HIFAEVIT MG NAFEE IS MHANEA.
ZRAEHAR: RAERALEERE, AtLEHE &
BHATEARN, HRAABEEFBRETREERESE 6 M
fo 9 MNABTELLN, EREALHLZRNERTE 9N
o 45 AT B A B\ M R HE AT E K



RE B AR 58 WA R B R Bk 6 K. 8 k. 10 K.
12 RJE Rl 5% G #ATHE LA N, 5 R AR & R E K B
RE6 12 RGMMERRE. FEFRAEVRAN &R ZFE K
<10 K.

BEAR SR WiF A AR AT I, R4 2 A
T SNEMAF AR M BEREAART R xR EZE BDTA bt
R 8 NI LA ZASE L, RREFHEHGR Y HEME
T & RA 96 /N DL B 2243 40 B i A I 4 R AR . R R
M BERFZAART B -T0C LU R 2 4 DLN By 5243 M 3R B A6
MEERRT . FRE|ZAHATZIR NG B 4 %09 B 8 6] F
DL B E - 21 Z ARG AR B LT R — 4 J5 77 R L R, A iy
MEFAMBK-TOCHRA <2 4. mRIUFH DNARTH: ERK
U A = 2 -30°C ~ —10°C frfy < 30 K M3 3% 75 DNA Ah | 45 B 44
.

=\ ImRIENEE

FIEATE) RE g RER. R EgRER. #IK
F B IR IR 4 7 A E B An N K5 5 = I8 BB e 3 19 K R
R R T RS, ARG R R A FZRAA G R
EAZB AT/ A S5 FE V7 56 RAAT LB 5T, Wil A% 7] B
RMERE



AR RIS R 22 A 12+0 JB B DL By 2243 fn e AR AR AE
o PRAEA, ERTEEMENZL 11344 G| 2 AWM M HR, RALE
R T FMNGA AT AEARIE 10818 41, [HPEAEAR 10778 4,
AR 40 ). 35 & RUL B2l 12.08%, HAa2afFR%
WRA L 12%F0 K a2 AR K TR A 3. 41%,

K WASR & EFZZEAN s REF Mgl ER, it
FE R R e R AR R P A A [ BONAEL, JF it
HAE9SWESE K. i RIRIER BT BrA A B0w 7 89 & K R
BUE R 100% (95% CI: 88.65%, 100%), s JRAFREH 99.91%
(95% CI:99.83%, 99.95%), Fe & FM(E K 75%( 95% CI: 59. 81%,
85.81%), PAMETFMIEA 100% (95% CI: 99.96%, 100%). 5 4,
A 21-ZARGEAL . 18-ZAREGZ AL 13- Z ARG AL 7| 4T
FU M, HERET: 21-ZAREEAE W G R RBUE A 100%, s
RAESRE N 99.97%; 18-ZARGZAAENIE R ZEE AR 100%, IE
RAEREN 99.98%; 13-=Z4RGZAAEMIE R REUEAR 100%, s
PRAE A 99, 95%,

S EFTR, ARG PRI I A A2 R B9 e R R AT T &
HH R, &ERMAFER/LEEREEEER (T21. T18. T13) 4l
KA (HBEENFE) 487 7N #HE < ER.

P9, RBE 54 A i BR B iR



S “YY/T 0316-2016 &7 SRR B2 x4 [ 7 254 B
A7 fRfE, AR RIATRGSN . BEEFN, KT RHZ
AR & BT

AKFEREMNERXZ B FARE. HARELIRE. FAR
. FARZRAE. FALESEZYE, bR EHhE
fE. LI ERA], T BT 845 R FE P SRR I e A 0 4
R FERIF BT RN A2 o V] A6 A7 7E B 78 78 R B L B R
PR

AREH &R TR AR Z A 4 12+0 B F UL Lo 2243 4 A o
i RE )L R EAZAEAZ B (DNA), 3 Tt oA AR A o B 6 )L
WHEDNAW 21 5. BFRX 135S RERHENEZR, HhILE
BAREEERRR 21- ARG AL, 18-Z/RGEE/EM 13-Z1K
ZEMEHATHMRE. ARAAEH THRNF XE. 638
HIREAR KA. HARE. HEAREm AL A w R H 4 [
RERY WAERKTHRN, 2FHEEEIBHAEER, &
AR R DERER]Y K Rk 7 iz] ERERE,

RAF&1EA B LR EREREERFERN, H2RNE
W6 K5, T RAE A DB B —KIE. xR B9 E R i b R
R etk (FERZA ST ) 2R/, FEXK
oA LI F AR E LGRS AT



AR 63 Fl T 244N A o AR, FERTHE
A

Fe JLiE B DNA RJZFE RIS E I FERAMRE R, &
IR B A 2%%] 30%AF ELAn 2 A S IAE x, Bk LR L
DNA 3 B 310 38 Al B 2% TECBRE, T £ 22 8] 3% K 0K Sl A8 0

HbgnZiah T ARAEERBAEER, FE
G A b I B RPEAT LA HIT

WAFIFH L B R I A et R A
B e, XA B ke e BUL Y e KU fe AT 3
FlEf, Tl RURR BT DARE 45 o6 78 30 OB U 2 B YT 3 TR L Y
Rl B LA RN AESLANG., EEHAARKTLE, AH
YT LT R IR R /X AT AR

R& B RN N ZT B Z 3 K TR, BRI Z A,
EFRHEZF LRGN HE, BESBHEHFRRUTEER:

L ERVE: RN EHTEERNZEE A 12+0 JA KDL
by 2243 S0 o e R )L B L EAZAEAZ B (DNA), B IE 4
MrREA B i )Lk B DNA 8 21 5. 18 5 R 13 5 LBk E W
Z7, LR BERER 21I-ZREEE. 18-Z4K 4
EAEF0 13- Z ARG AAESAT /™ A0 2. AR A & 0UR T2 7
X%,



) BRREEET: FRAABENETUF BB
By R B R o 0 o



SZEHIER

REHFENRNE ZRKET B REM, BTHRAES
HIE (w5 2020004). Wig AEM R RFEHATE
¥ KE CENEREEEELAD) (B HFRAF 680 5 ). (&
SAOBTIAFEME R ENEX B RA R EEEHELR 4 2014
FESG) FHRENEMEAERENE, ZZATINE, &
POETEM. LT EFAEEEED 10 Kilg KA. BE8HAD
T 10 77 49 W PRAE R BB A O e R A 78 FRHE ™ i T — R JE S
Mretd s, FERZAMRNN2MER (LFHAE. BE)
5T A FEIITRTRLE GRS 1% B SRR L F K F A
MR GITE AT ERENSAEHRATHE. XTHAEKR
X (& f ) AR (Z A0 R R ) AT EE . 1ZT
s PRF R B S g ) EL AR Al KA £ #1148 &. hsbh, &
AT B B b T AR RR P AR 1 e ) BKOF O A AT A
JR . FEIELE M e, E AT A RARYE L5 6k R AR
— FIT VA I AR AR X A

2020 4 08 A 17 H
M P BB



AL R AR A (T21. T18. T13) A& (SR )
77 i U B P
[ 4 5R]

WHAHR: MLk ik (T21, 118, T13) KR AI&E Gk AT
(a3 ]

160 M/

[T AHE]

ARG T PN 22 J O 1200 i K DA b i e A it i i el )L B Il E AL MR AL R (DNAD, 3l i #r
FEAH R ) LUF 25 DNA 119 21 5, 18 5 % 13 S YRS I2 5, S LY R IR BT A 21- =R LA 1E
18- =AALR A AER 13- ZARSESAEREAT AT I 2. A G U T4 - Fr S0

et AR B AR RARAR K T NI IE R 1 46 YL CUATIT =, 4R 03— Sk B0 L & S E 80 B 389 Il b,
5B R R R T RA B EVIN KR ERAE) L QO E IR %A 1/60, Hd 21-=4k45
HAE OHRGAIE) 18- =LA IE CRIEEIRGAIE) M 13- =LA (WP REEEIE) & =i WK
Qeta AR RE AR, AR E )L AR 7509 1/ (600-800), 1/ (3500-8000) A1y (7000-20000). /™ il fifi 5
FI B2 W72 PR A BB R AR A (A R0 . AR RG22 8 12+0 J S A B2 IEnd i )L e o f 4R
RPN 21- = ARSEAAE 18- ARERGIEM 13- =MRSR S IEET BT A . H AT % R BT A 7 4. FL2e
S 0¥ o 75 55 L 37 S B A O R o 2 ) R LY 2 0 A 2 2 T D IRURG ¥ 22 IR 0 AR P RIS W AT B 2
N, BRI RE . R LY R S i (K 7 BT S W AR 9 A AT B2 W TR, R 4R i 9% 6 UM AR/ I 5
HIAR /e B JF I35 5 RIA,  EOURE 0 SR FH 0 A 420 27 D 06t T ) L AR AT R B 53 HT o

FARFGEANEN 21 5. 18 50 13 SYLEARI AT A g, HA5 R B b 12 W SRt AT i\ =y
FHRVEHERL B AT AR
O R 2 ]

ZatE BRI 3¢ AR AE AR ) LUE B DNA (cell-free DNA, cfDNA), KFEZ1K 75bp—250bp, J1 46k T Haft
1L TR E AN, FLaR B A2 B UM G A — s E il (2%—30%) FasEfE e T RHASNE M . 2405 LI 6 e
AR E RAERER, ZY AN fONA LBl HIER V. BT R0, @ ik g i i — S
AT DNA R BE IR AP b, AT SRAS G J LG A8 H 45 B 2,

AR GEIERRA T B JEH, PR @ &ENr-ra, £ S8 7 FFLE 2 DNA 5, DNA %
£ LA 52 (1 S DNA DBEAR , $BlEE BANEEE, & R EL AT DNA 4. DNA HEREIE M — NIRRT, mhosReis—
MBS SEURES pH R4, BREVZEI oH 2L, RS SR T E T, BRI B . R,
I BT AE S BT, ST DNA JF 81 &AL RS Rl BEE O AR X 18 5 &% DNA BRI P31 5E s 4 &
Wi B ik, 21, 18 Al 13 SYLtafARTR ) DNA F BECRIE T4, 8IS RS K& EH FEA
R S B A R LR, RIATSRAFAL AR & b BT 5 (¥ DNA Fr BeBUR = T AA7E 5, AT SEBLN 21- =445 54 18-
SARGREAER 13- AR SRS AE R R T A
[ ARG ]

F1 WA EHRR (160 WHA/E, F2HTES: S30030)



R A - 160 i/ E
N e T S, —
b3 7 T W
Rl &2 rhil Tris-HCl. MgCl,+ KCl. dNTP 800 pL/%& 1%
YTy T4 ZRIZH MG, TADNA K& s s
Kime 2 i B W 240 pL/%E 1%
DNA %1 T4 DNA ZE#E/E. Hih 160 pL/%& 1%
R Tris-HCl. MgSOs. W Z — % 800 uL/& 1%
PCR 410 i 1 Tris-HCl+ MgCIH%AKCI‘ dNTP. DNA 1150 L/ 3 i
PCR #3854 AR5 288 L/ 1%
s 75 YLk =
i A e B A Kﬁﬁﬂ\mt%y@b[mAm 1000 L/ 5
EEY LY AT a2l 500 pL/& 1%
EEFRE S 5154 AR5 60 pL/& 4%
‘ T21. T18. T13 PHPEIERIHLH IR " o
B P4 X B PC e 400 uL/& 1%
R %F B8 AL NC Mg 400 IJL/',BE’:' 1%
ek AR ) 288 pL/E 1%
2% AO1-A48 v Zasd sl 6 uL/& 48 &
fiEk 1 ixk 12 mL/Ji 19
R & B Bk 2 Bk 36 mL/Ji 13
TE 2R Tris-HCl. EDTA 22 mL/H 1M
VE: AFEHE SR G S 21 A AT o R
B E AR IR
1. RRRIGAFIE: FARGEHEAR RN A RA S MERERSARA &S GEMtS: $10020; %%

2. P R 38 AR
$10010; &% T: BEARME 20170021 5).
3.
4. TIREIREK
5.
6
7.

B % k4% 20170019 5 );

18 MQ 4liK;

TR CBE (M),

. FAEE (AT,

SEMBETR (10 M),

(R R R RO ]

A E A T-30°C~-10CHigfE; W

EVOTUE & e 3 A H AR S

VRRSZN: EIEH A ARIE T, U E R 10 O RE

AR

A H AN S 20 300 It e B AR bR 2E
CER{ER]

i 05" BioelectronSeq 4000 & K1 FFAY

[HAZER]

{8 P AR 5E [ BURSE PR RS AT BR 24 =] O P S BB AR & R ARR) Gk ie 5

BB T 2C~8Clft. MmBERIANINH.




1. BEARRSE: ARGNEIEA AN Z 1200 A K UL L2 s ARk A L, 2R 05 8, #ilia)LA
FATE MG AR SR ML A S B B DL N B AP IR

1) RIN (EDTA Fikt, %3%) K5 mLZs . RETEIE, BRIGUEIRINGE 3~5 I LI KR i
BB T 2°C~8°C M RAF, ZHE 8 /N PIREAT M2 53 55 .

2) R B RIEHEEE) KI5 mL~10 mL 220 E . RETEE, HRBER M 8~10 X
FERRIRAF (4°C~30°C), REESFHIFESHZIE 96 /NS N BEAT ML 725 o
EERFI: O BREERRE, BarmRRRE, B Lk EE sk I 45 5 e .

@ WEAREPERU EEL (M4E) HEHRES M.

2. MSROYE: WD R OIS o B, BB IRIE

1) TAMRESCHL, RERENAC, MFREREE, BOCKILE, 1600 g &0 10 708 (WUNH RIS IRAF
RO 15 08D, WEL RIS, HEEETKE R 2.0 mL SOE TR (1~2 %), FRdHR R
g T o
WEERHER: H@EREIPREN QK IHE, KIE AR R IR ERA 5 mm~8 mm.

2) TAEEEOHL, EERENAC, FRRERER, BN LA 2.0 mL EOE, 16000 g O 10 -6,
Fe Skt B AR A PTEAL , EVKE BRI EIE MK, R E TR B 2 mL B0 T, BN 400 uL
M3, ARIChFRE S g 5 AR E 2, SZEBN-30"C ~-10"C E-70°C LL R IRAF

3. fRfFHIEH:

1) AIMFEA: EDTA FrbteE [ AME e EMIKISER 2°C~8 C &M Pz AT IR RIS S R A7 & 10 AN A 1
I (4°C~30°C) &% B AR AL E, G 4 A A IS I AR p R AR 5 o AR
DREAS iR ) L 25 DNA LU, Gtk 345 A EDTA JUilt e SR AE 2 I AN A ifn, ) HL i 54 AR AR &2 )5 B T 2°C~
8CAFIL, ZUTE 8h WIERILIK B Wk RIS A E I A MEEA, ZRREFET 4C~30C, Jf
B.ZE 96 /NI A 58 BRI 3 B9

2)  MURFEAR: FUKFAF Tk, Sl fEd FE g g, B RS I AR T KUK . R
AL G RIS AT -30°C ~-10°C UKAF s Jfh DRI HRE AR T S RSN R BBRE ISR A s S5 VR i B <3
s MHAEATE-30'C ~-10"C AR AT R AL LRAFIN (B 1<7 Ky 7E-70°CLL R AT g A7 2 4F

[R5 ¥]

1. DNARH
PRI IR I & G D85 100200 #RAF UL HREAT MUK AE S b iif B RR R . RIS 1

DNA VR SLRIHEAT T — B4R AR BUAIRIR VA VR IR AT -

1.1 RS

1) EAR KA. EREAZAAR, RE TR E A TR R B IR A KRR, B
HUBIE 2R (I K 8 20V AR, TR51JG T-30°C ~-10C &A% N R F7 .

2)  BCHIVRERIR 2: A AHZTET, AR AR 2 WD AR EINNAR B TG K S, SRR S 5 K,
FRRAF

3) Wk G MR WUEHET, R REGIRSME 5 e

4)  ARATHAEIR R GRS, IRERE N 40C,



1.2
1)
2)
3)

4)
5)

6)

7)
8)

9)

10)

2.1
1)
2)
2.2
1)
2)

3)
4)

BAE PR

2 mL B O E RN 20 L AR K B 30 uL BBk G 15 400 uL AAEEAR, IRIEIRS) 5 A,

ARSI BIREA RN 500 uL 23R MLK, IRIEIRS) 5 7.

¥ ERPIR 2D MIRGWE T 40°CHRGIRS 10 2080 A TLIEREZRSMG W EIRAPTR 2) MiREGHE
TRTBCE 15 438 F I RERS 3 0 BhimliefE % 1 1K

05, REOEE TR E 3 ok, fRETE, IR

JIN 500 pL el 1, BUR B0, B 158, BOs8, BEOEE TR L1 ok, %8s, 77k
o

BN 500 pL BRI 2, BURNEOE, B 15, B s B, KEOEE TROIA L 1 a8, RS, b
e

ER: YRR 2 IAET# S ST K 2.8

HE KPR E).

BRELE, 805/, BEOEE TR 08, fETE, FFRMER SEKT 5 28,

W ORI E SLBE N, B Ti JUR R CBEE R ve A, TR B R ER TT

BN 45 ul CATRRAE SEBRFURE R BE Ve B AR el AE, 723 1 70 BhTHEER, B0 B T 40°CHRY
500 AR IRAIG WA 45 pL 3267 40°CTRINERLR AE, B 1 /8T HiEk, BHOEET
FRFFE 5 b, W IEEG 172 K.

RO EB R L, W 1 a8, FRETE, BELEIER (DNAVED ZFhmic i AR 204, IF
F-30C~-10CHFEHH .

SR

S AT

¥ 2°C~8CORFIIMER 1 ALK 2 B, R IRG IS, HIE-FH 30 7380, &H.

HCH AP PR 1.2 10) K DNA & H (9B T 0°C LU R LR A2 DNA B, TR ATHCH AL, BRI B0 5 % HD .
Kifg 5

MU AR A 2o, R R 78RS, B E TikE by B AR N, KHHE TIkE L.
WRAE TR, KPIR 2.1.2) 1) DNA 5 ) BARFIFE 1.5 mL ARIRPH 2508 88 1.2 mL AR AT IR A,
T s S SEIRAT IR 5 o

Hoy S ARFR (ul)
DNA 435
K& E 2l 5
K uifs 5 g 1.5
SRR B 50

B PR G R S) 1R, RS0, BT =EEERER (25C) &N 30 4.
Wik 1R 108, ZORA), AR BB 65 pL BERk 1. WERk LR BT 2°C~8CIR1E. i
BB ILEREU T A) B B) HEAEE N .



a)

c)

6)

2.3
1)

2)

A) BHLERERE

AR O THREGHIRY 38, #E 5 o8, BN RO, E 16 FLMISE LEE 3 8.

MR AR U B 1.5 mL RPN B0, R AR ICAEAR SR T . K CEIRF AT 30 0B AOEER 2
Wi 1 0%, 78MRE), AR 1.5 mL R B OV I 100 uL BEEE 2.

KPR &) ity BiE R IER BN R g S I REER 2 . REER 2 R 3 B, #HE 5 e, BRRTEO
JEETH IR LR E 3 08, 3 EiE.

R % LIE e SR BB

FREARBCH] 75% K L1F (75% LRV ECH], BCHIEN 1 mU/FEAS), BEIR .

BN 500 pL B ACHI K 75% 8%, o5 BB, RIS NEHERET 90 FEREE) 5 X, FE 5 Fb, FF LA
LR o), BATH IRCEBRG. BEEDE S Me) BATHME.

B) RILB R

KPR 4) HNR ARG R EVHTIR SR GRS, §E 8 704, BT 24 fLHI IR L E 8 704
I

IR 1.2 mLRALAR . 3 23R P87 30 208 mizk 2 %35 1 70%h, 740RA), AERSILIRILIIA 100 uL
HhER 2.

¥ a) I EIE AL BN N AR 2 FLh, RS IR BT A BUR IR S, FE 8 4 hh,

BT 24 fLEI R L E 8 B EETE, F L.
A BRI 75%1) L8 (75% JBEZUHELH], BUHl By 0.4 mU/FEAS, HUERST.

TN 180 pL BT 75% L 8F, X HEARMERTIEALRAT 6 Ik, BT 24 fLE R EEFE 2WTH, 7 LIHH.
HEWR o), BATH IRAEBEE. HEZLES) Me) BATHAE.
BHoRm CREWGE, SRET EZ/MERTR.

EREN: OMEERtE, TETHETFn#ASED 0 CHEMKTR.

OB TR B RECH PN R 4T T P LR A

TN 28 uL TE Z2iifl, Feoriét, #E 5 0bh. B TR ERRAEE LR CEE TR EHE SRR
PRV, K LIS AR 2 CARICH) 1.5 mL WA B0 AT B 1.2 mL AL, RIOYZEAL LS 97 K i DNA.
Bk
TOCHCHERRZEM #k AR, BMLIR R MRS, KB TUKE b HUT DNA R, KB TIKE
F.
W N RAPIR 2.2.6) HARUIINRF, IR W A S W 2] o

Hay SNAEFR (ul)
K 3ii; DNA 28
Tz bEK 13
HARGIR 5
DNA 42 1

3k 15

s 1.5

SR 7 & 50




3)

4)

a)

b)

c)

a)

b)
c)
d)
5)

6)

2.4

1)
2)

3)

4)

5)

a)

KR PR IRS) 1R, R0 2 B, FEEIR A B4k DU R & AFAT M. 25°C, 30 434
HEREW: WMARENFRELN, SRS XI55

W =R 30 2B IREEK 2 R 1 40Eh, RMIRSD, AR EABVEWUNN 75 uL #EEk 2. EARIEBRMETE HLE
FLUUTF A) BiB) KERBRIET:

A) BOLERERME
BB 4 PIIREWIRY 38, FHE 5 08, BIEC, JUE 16 FLE I ERE 3 0k, B
AR ERCH] 75% 1 OB (75% ZBEZUHRCH], Bl &8 1 mU/AEASD, BUENR A .
JIN 500 pL FBCHI 75% L0, & BB, KHIB NG 90 ks 5 Ik, #E 5B, 7 LG
BESR o, MITEIROERE. BEHCPE S e #THA(E.

B) IR
KR 4O TR E BRI R EVATIRSBUR GRS, #E 8 /0%, BT 24 fLRIAE Lk HE 8 /b
TR ARSI 75% 00 Z8E (75% LBEAUHBCH], ECHIE Y 0.4 mU/FEAD, FENRES .
TN 180 pL FACHIIY 75% LB, X EAERBRUTR AT 6 Ik, BT 24 FLHIIR LR E ZEE, 7 LB
HE DT o, WITE RO, BEHOPE 5 e BT,
BIRR I O, iR T Bk TR,

HEREH: O wHzkdie, TETHETnAiET a0 CHEMBKTHR.
@ BRBIRLE TR SR RGUL TN R AT T P LR,
BN 18.2 uLTE L2tV FEo0Va R, BRE 5 70 8h, OB B FUBUSE T ) 28 L#R B 2805, T 18.2
uL _EiERR2 5] 0.2 mLPCR & B 0.2 mL PCR #H,  BICAZEAL T A& 285 3K 1) DNA.
PCR ¥
TiseH PCR RGN PCR 1514, FHE TokE b, BLE R RG] .
R4 T 2RAE 0.2 mLPCR 8K 0.2 mL PCR AR PRI BT, I PR M S SRR 2]

oy SBARFR (uL)
HEHHK Y DNA 18.2
PCR #3557 20
PCR ¥ 351 1.8
SRR 7 B 40

K RNEARZ RS 1R, BRI ES0o FE PCR A A% LR 25 AR T SR 72°C 10 70 8#; 95°C 2 734 (98°C
20 #b; 65°C 30 #p, 72°C 30 Fb) 13 MEIF: 72°C 2 pdh: 4CIHREF
AR REAS B 0T REBOCRE Y 1.5 mL AR B B50A B 1.2 mL AL . K O33R PT 30 20 BRI AER 2 1
WEHRE 1 48l MRS, AR 1.5 mL R B0 B 1.2 mLERAURFLAINN 45 pL %k 2.
PCR 4 m, HUN PCRA, B0 2 8. K PCR IR 2P UR 4) A #EER 2 /9 1.5 mL (R PR 2504 o
5 1.2 mLiRSURAL T . ERERIERILEEUT A) B B) KIERRIETT%:

A) HLERERE
KB s) HIRATIRY 38, BE s o%h, BB, WE 16 fLH2E LEE 3 o4, 7 L.
FEREABICH] 75% 10 O 8F (75% CBEAUHTICH], FCHl BN 1 mU/FEA), FUENR S



7)

3.2
1)
2)
3)

3.3
1)
2)

3)
34
1)

I 500 pL HTHECHIE) 75% A0F, o B E, KRN EAERT 90 FERLE 5 Ik, ERE 5 A, F L.
HEBR o, HHTHE ZIRCEERG . BB R 6 M 7) BHATHERAE.
B) WRILIRHHEERIE
KL BR 5D R A WAL IR WS VAT IR ER R S, R E 8 /e, BT 24 fLHLIZE L& 8 bl
=2WIE, FLE.
FREACRBCH] 75%0 LBE (75% CEEAUHTICH], BCHI &N 0.4 mU/AEAD, BUENRS .
I 180 pL HTHCHI) 75% L0F, X EAMERDELWAT 6 I, BT 24 fLMIR LB 28, 31 LIEWR.
HEWR o, HHTHE ZIRCEERG. BB 6 M 7) BHATHERAE.
KRN CRYGE, WOTE S, FiRETEUR TR,
EEFER: O wikdiE, TETHE T 0CHEMBETR.

@ @R E TR WA RGUR I K HEAT T P LK.
BN 50 ul TE 2R, 7850VAF, FRE S 708, KR OB ERILSUSCE TR LR E 2w0E, K LiEe
EERFHIN 1.5 mL BOE T, BIUARZM DNA SCEE . Hil &40 1) DNA SCET B +-30°C~-10 C 117
XEER
HE# T EARIE A S1~s4
B 5 BARVEE i S1. S BARAESh S2. sEEARAES: S3. EEASES S4, BMLERAMRGIRS, BFika L
#H.
PB4 DNA 3L
WHE YR 2.4.7) DA DNA SCEREASE, B EHEM 1.5 mL HOE, WRiCHEARS.
23 IR EY 399 ul18 MQ A K BEREADELE T
HE AN SCPE (R S S IR TR % 5 FPTR AT, BRI B0 5, 20 MR EL 1 b B VA VR A L5 399 pLl8
MQ 2K B0 T, BRIER 10 72, BRSO B, B TUKE L&A .
ERHET: © W 18 M AUk Bk 2~3 K.

@ TR, ARBERBERIRGES
P ] S 2R

15 mL B 2 mL B0, A8 LR, B B EaRE.
FEIE R SRR R FC I S MR S BE N H R AR E B ARE R R 3 k. MR AL 2 IRE R RN
P R R R

Hoy BB R R (uL)

y AN 7.2

ik Wl 10

JE 5 Y 0.8

RIAR & & 18
FCHISERUG , ¥ IRPR ARG 5 7, BRI ES.C, K SRS E TkE .
Ikt
I H R AR -



2)

3)

4)

35

1)

2)

3)

4)

5)

3.6

1)

2)

3)

4.1

4.2

K TSR IC LT 1 SRR A O B % S B FLH, LI 18 uL [ BV AW 1 IR 43 53 1) ) REFLH I 2
L E EARAE R . RRINARRERE S I GE SbRE S, FORRAE S OS2 INN 2 ul € SRR S1~s4,
FEABEEE R E AR R =0 MFES R BAL TN 2 ul SRR IRE S, e R AL

A5 FH 3 58 T B AT SR A 2 S AR o

B OMLES O S BIAR, 180 2000 rpm,  BSOESTE] 1 7050, 4 SRR B SO0 E B PCR 9 A DLTE &
BT

BEEFEF (LL ABI A F] StepOnePlus 1)

TEFEF LT, 7F block Tk #E: 96 FLAL (0.2 mL); fERAUITESE: Standard Curve.

TEARFT%$E: SYBR Green Reagent; 7E /73 UIUEHE: Standard o ERIAEFRLHE Melt Curve.

EEFEI: AR SRR A SR i SERR B L Db & T
f£ Plate Setup Ftifi, ULhfbrifEimsl, BEERHIYN 3; HirHamIL, HEEREOY 2. WERATAEM 13K

FEy: 0.135, FBEBAEEN: 1:10.
TES I E i PCR § 4 L BT
95°C 1438 (95C 15%), 65°C 15FF, 72°C 30 #) 30 MEH: 95C 15 %, 65°C 1474, 95°C 15 F:
IR B AE 72°C 30 HPIX AN BUUE R G(E 5
WEIRRAAFR N 20 uL, B RUN JFERBEAT qPCR SR,
Bl o i
SNEEH, HEATEAR T, FIBE R E R . B S REAR PR G B (R 7E 0.98~1 JEE N, §igRE
(Eff%) fE 85~100%7 A AR 45 ROVt . a8t f 22 K, ZUEHT gt AT E & .
IR AT, WS, BRI Rk E R (CT D AEANT 0.5 HREE, BOFEEL, %
Fell 400 CGEFMBEED J5IBERE N SCFE BIREE, IWROCEIREE . BARMRREAS HOrT DR & Stie =
SAESRAERS L B AT E
AT L GRAER AR, SO EE/NT 1 nmol/L I, R EE G PEREAT I .
P PP AR ) 2%
RN F R B ERE GRS RS $10010) B H#E.
TR SO SR
1) MRAEFEA DNA SCEEMRERURE RPERR S it EALICSREE, R 20K I AR [ AR 25 4 SO e HEFE [A] — A
WF RUN. SCHE EHLIRZHERZTGEY: 20 pmol/L~30 pmol/L, fiti% 25 pmol/L, FAKRTHRE O U % .
TIRIT AR (1) TR SRR RS HL

A (D: FHBEH=RESUEKRE (nM) x1000+ EAIKRE (pM)
2)  CBREARSCEENR 2 7D, BRRS RO EENR, AR IO R E AR O REA SR BT HE s $ BRSO
FERRL, B SRR A BB CARCH) 1.5 mL BOE S, BETHER, K% s, BN EOEEK. I
HHI 15 mL B0, RIS SOEMBZITR LHUREE, MREIRY 2 70, Binso s
K, BFuk&E L&,
il



1)

2)

3)

4)

5)

6)

7)

8)

9)

10)

11)

12)
13)

PR HAEEN T AERVIEET, PUFARA One Touch2 ATHAER 5k, HFEBEHBERS
KX ER, B RAESBAE LB T
)5 One Touch2 1% 2%, i%&#E“Clean Instrument”’f2/7; WHARIRFIE HE/DH 10 mL M. 3mL BT W

TRIAY SEARAE YRR R 1B TE S IRHOM, 7RSSk R0 — /MR B A R 2 WU IR
TEBERE F RN GAND IR, i Next” EiE TR IFRIZ AT, TE DRI RN 14 5-%h.
One Touch2 JE WAL, N IHY AR % B . WORAE RN : AR AN BLET SN 150 L
IBFLIBE, R SSEYH A S 3 O P VRS 3 IR ST, #hse OB B RGRE 12 AL, #h R E IR E
WA 14 AL HE .
WAMES . FL PCR Epl iR AL, WRIEHRY 30 B, WRNTEORER, BT ER&H: ALK PCR FHR
FIRBE B0, BT UKE LA WORERE TR, ARG 1 08, RS, BRSO K.
R WK PCR EHBGRF A RAATEANFET 4 CRE.
AR N RAL WA FAEFLK PCR P U K VIR A, TRIEdR Y 5 AR .
ERHEG: OEER (15C~30T) MHlZRIE.

QECHIF K R MRAAE 15 5388 N7E One Touch2 %88 HHEAT R M.

4y BB (ub)
FLIK PCR 211 2000
Pt YN 80
LR PCR IR AR 120
TORTE W 100
RAE 100
A 2R SRR 2400

B =B R BOEE2S, IREFLEA B E T 287 b 69 3 R BIEOR IR 5 0, BRSO REIR, o
ZI|F 1000 pL F VKA 2 800 pL WRIRIE AT 3 IR, 4 = U3 1 I R R M INRE FL AT 2218 1 B DN NI 8 2%
o WRHL 200 pl RRESH, MINAFETL A ER g ig 8 BN JEEs
IR One Touch2 L MeEk, #4110 e BOL IES SIS I 2 INFEFLEH R, 2%7E One Touch2 [,
£ One Touch2 Bi%E b i “Run”, &3 RFEFFE: lon PI™ Hi-Q OT2 200 Kit, &3 “Assisted” /R 2 & — 2
B, midi‘Next” ZBFEFIEAT, FRFFBATHIEZI N 5 /M.
ERHEN: EFEFITMH RUN BIERINEMEE B EMA 150 ul KIBILK.
FRFFIBAT 8, fEpF e B8 “Final spin”, #EATUSCERE B9 10 70810 B0 58 JG 2L ZIBEAT DL R AP BRI AL 2
HERFEN: BRETHRERLTMR, NEASET 16 /6.
One Touch2 B0 &5 0, 187 %% I B “open lid”, 55 7311 HUT #65 _EIUSCEEdr, BUHE MR, H 1000pL
MRS, Ak REAR, BRI/ OIRGE B, & IREIZ) 150 pL .
MRS I B RS TR RIS, MRS, AR E T A 2 S BIETN 1.5 mL AR B O
.
A WEE M 200 uL TZEBREEKRTIRS), HTZREK S EEE FPIN 1.5 mL IRRH .08 .
BEDE 1D —IR.
B IR 12) BRI RUIRIEIR 30 £, 15500 g B0 8 0. M kX ARUTIE A/ N OGE B, 7R R
B %] 100 pL VAW -



14)

15)

16)

17)

4.3

1)

2)

3)

6)
7)

8)

£ BB 1.5 mL IR ES O MmN 900uL ToiZ BRBE /K 2 S ARFRIA 1000 L.

EEET: © 25BPERIAK PCR I WA HERBRTE 2C~8CHREWHEHF 3 R
©® MBEREAMHBBGE 2°C~8CHEIE, NEEHITHE 15)
BB I8 14) MIREATIERIE MR EIR T 30 #0, 15500g B0 8 04t . M kXt B ARUTiEAL, N OWE Bk, #

EHIRE L) 20 ul R

1 BB HREA ORISR 80 uL HEAR F B, I8 T A RRIE 100 uL, IR 30 0, WEIN &0 BT,
ERFE: RPTIRBRE USSR S RET €S B1E.

THE One Touch2 {35, QAN FH U1 5G PAT L U5

B 51 e

FRERE R 3R C1 WATK = iR P 30 4040

7E 1.5 mL B0 & FELH] 1M NaOH (B J73%: 0.1 mL ¥) 10M NaOH A1 0.9 mL FEAXEREE /KRS .

VERZEI: 1M NaOH B FTLE 7 RAMER, Wil 7 K, ZEHEH .
RIE TR 1.5 mL BLOE PRI, BCHIVEN R, Wiedki% 10 75, BRI SO0 Vel R4 .

Hay AR (ubd
IR VAR 280
1M NaOH 40

SRR 320

HERESRAER C1 HEBRIRIENRY; 2 7080, 70707 A]. HL 100 pL JONEIHT 1.5mL PR B30 s AR B 250
EETWZE, EWK 2 58, NORE .

AEACIR B 00 oI\ 1000 L C1 BABRIE VR, FAIEIRE 30 A0, BRIFESLo; SRR M 2 0V B THE I L,
HET 2 70 h, NOIRGE B

AEARIR B B0 PN 130 b C1 WEERAH AR, ek 30 70, BRI B0

H—2% 8 LIRS 2%, PAZEJ5 A TR BT TR TRAE SR B 5 b, 2 3R P B I\ B B o

JisiFE WA

1 100 pL ﬁ?zti%_ﬁlfﬂi‘?ﬁ?& (‘/”/FBE% 4.2\.16) IR +
130 pL HEE AR CL sk (LR E 6 K1)

.2 =

i3 300pL Zlifk sk

La 300pL “lifhiE Rl

s 300pL Zlifk sk

ile =

fL7 300 pL PRl (R 3 398D

.8 7=

R BAMBREBIMA R AR SRS 30 8, BRAB.LEEREMEE.
BBk BT ES MRS, AEHUE % - es sk, AEREEFLAREH 0.2 mLPCR &, % “Start/Stop”
A, BATHLEE, WLEHIEITZ 40 40Eb.
ESIBATH )G, R PCR & PN HIVARAARRY, aniBA KT 250 pL BB /T 200 pL, 0200 26 37 6 AT BEAR 18 5
WIBARAARAS T 200 uL, TI4ESET 9006, ESIBITE MR, FEACE N Al i 15 204



10)

11)

12)

5.

KU EEAT REA TR TN 0.2 mL PCR M ES BT, 7R SR ICFEAE R, 15500 g B0 5 7048, FEk 4
EVTIEAL, ANOMRGE BiE, BT ORER 10 ul IR

TN 200 uL ERZIREG K, WRERT 60 F2, 15500 g B50> 5 23%F, K7 0.2 mL PCR & & R 154 ki (I ik ¥
%k .

@© R 0.2 mLPCR EE IR A SRR BRIER: BREITUUR PR 12).

@ W 0.2 mLPCR HERAIFEOMRHEBIR: ok 20 L B3EJGE, BB 10 IR SIREATUERTE TR,
¥ PCRAFE TR LFFE 4 7050, 4 LIEEHHEBEHM 0.2 mL PCRE . 41J5 PCR EMIA 20 puL TR
K, FARSTRARIRAT 10 WIRA], FrRiEkiEE, K LA S RTH I%T 0.2 mL PCR &1, 15500 g &
L 5 535
Mk B AR UTIEAL, ANOIRGE B, B ORE 10 ul WA, N 90 uL TCRRREEK, TRIERY 60 £, BT
B, &

R FAMBREBRAIE 2°C~8 CRIEEAET 3 K.

BB

2 BT FH AR S 1 SRR A PRI R A R A ) A 0 e 368 P R0 & (A (B850 510010, 8 7Rk

# 20170021 5) YLHIPH#EEME. E: EHLIFFRA BioelectronSeq 4000 Z: [ il 554 .

5.1

AR BE
THERM, W10 30psic JTRBIFAAL, HEN SR b iE B, AR R A A T DLk K B

BGRPERER: WL 72 NRFELPY, JEFEKBE; MLt AL 72 /N, SR

1)

2)

5.2
1)

AKPE: A C1LAI C2 VEVRI, F 18 MQ /K PEH K. 1) C1 Al C2 3 WA I\ 100 mL 18 MQ 4liK, %23
fE C1 M c2 L o RN AR B PR I, e B, AR BRI R T B KR
P URIEAT, VR IZ) 18 434,

S WETEEAEGOR, A 18 MQ AKBEFT K EBE RIS SUR . MAA 1118 MQ K 1 35S SO
NEA S #HE 10 438, NN 1 mL 1M NaOH, Sifs1V8%4]. Fi 0.45 um 383k At ¥ 100 mL e 21 & e,
A 2 EAE LM c2 v b, TEM AR L PR i I, 3% S, AR BRI R sl R
— M BRI T RISAT, TETR R 18 bk, EIRSERUE, EHG R, BT 00KV

s PIIaE CEIRENFFEA S SR T AR 1 2 2) KEHTE

& TR &S 4C4R/E . 8C8R/E

(1) B2 w2 R500, FH 18 MQ 47K =7k I\ 1920 mL ) 18 MQ 47K, FEIAEIR I FF W 2 (125 mL/

M, FIFHDE, HHENRS 4~8 . BUHEFANEIY 140 mLIRAE, 256512 WL A W3 . [ Wi i
FINN 32 uL 1 M NaOH, 4 W3 JiHF I 40 mL~50 mL WP 3, Salfis.

WEFEI: WPHEER 2 BLRE.

(2)  LEM AL 5 F Ik H14a 40" F1“lon P1 Hi-Q Sequencing 200 Kit”, E#t w1, W2. W3 i B A, #ik

FR AR BIN SIR AL, IR O 8. B T WAL RE AR bR n il IR, s R — 25
HERFIHRIZAT, HBrBZ® 40 7040,

ERER: O E&HRENALEHFE, LRNFERTHMBIRE L.

@ BREBEEF L, KBS AT A 3277 T as s o



(3) FFEH dGTP. dCTP. dATP A1 dTTP, RHE TIK&E L, Aiib/aikE 10 £, B0 2.

(4) B TERSE, B4 ANH 140 mUIKAVE, 2 0F G, ¢ AL T7ARic, FFIIA 70 pL 3R
dNTP 73, B4 ANTP A7 W, H IR e B R AL BRI DERR IR, dksE e vIaatt,
2975 40 73oh. W1 TE R (] 2 3 S

HEEREN: BAFTRENIRTTE, ZRENFEATHREIRE S
2)  EHTIRFIERE N 4C8R/E
(1) #OP8R 1) e RWIIRAL, AIESEREAT I I . BIEE /> RUN IUISAT 28T, AT 02
PR, SR RUN SERGII P J5 AT L0 > RUN J#EAT LA R IHRAE
5.3 WH Plan
1) ERENFAORSAS, B g “Plan”-“Templates”.
2)  TEEMIA:“Favorites” F1iE £ “Whole Genome”, Hiiifi L ff“Plan new run”m# “Add New Template” 5 HARAR .
(IEA AR, EHEAE Template Name” #I& ik £, il FH513R A “Plan Run”.)

" £ Whola Genome ) [ ]
o [ |

o [ramptate narme |

B.

n\

Ex

a ®

B

s - =

3)  HEARun WEFMH, A 6 MEIR:

4)  fE“Application” F1i% H1“DNA” F1“Whole Genome”, i “Next”.
5) EHETREFKsFEE, HRMWET, A5 M1 Next”.

Pl prirk s it
Library Kit Type lon Plus Fragment Library Kit
—— ———
Templating Kit lon Pl Hi-Q OT2 200 Kit
Sequence Kit lon PI Hi-Q 200 Sequence Kit
chip Type lon PI Chip
Barcode Set lonXpress
Base Calibration Mode Default Calibration
Flow 320

6)  Plugins flifF: % SEBRIN A 5 5K AL AR R IE T, 8l “Next” .

7)  Projects ¥ AUETUNBGIME, AN SO — DN SCIFRIFERFEZOCA G, il “Next”.

8)  1f Plan #LTH, 7£ Run Plan Name fii\ run ZFX, 7f Number of Barcodes JG#ii \ barcode ¥ &, HAii )5 M f4%
. 7C Sample Name —FHIANFE LSS, TR EHIEREXS M) barcode 5« Hi 5 AU BEA G 5 F

Barcode 5 /&7 IEHf.



9) Hdi“PlanRun”, 52/KXHE Plan.

5.4  #E& EHLCEE

1) FUEHCGH B EERER . WP Sy, Wy RESEE Tka L.

2)  EAERRIAR TR A R BEAT SCPE K ENLHE % . A PUEMERA RS 30 FOIRA], BRI B0 HUS ul IAKE
ALERIEW, WAIENRY 30 £, 15500 g B0 5 20l Ak EARUTERL, ANVOIRGE BIE, TREE 10 pL A
o

3)  fEEBREAMERIEMINN 15 uL B K, SAAAFA 25 ul.

4)  WFSIWTEK RS, WRIERY 10 £, RS, B0 2 8. AR LOBRORFEAEBIINN 20 uL WIS,
TREARR 45 uL. BREARRERIERIRIEIR Y 60 £, 1R, B EO.

5)  fE PCR X LA LA N R R BEARERIE AT IR K. 95°C 2 708f, 37°C 2 0B, 20C fREF.

6) BASEH)E, LB REAMEREBINA 10 ub EFEEMR, IRIEIRY 10 £, RE), BERFEL, wi AR
He.

5.5 _EFEAINFE

1) O IVEREGEE T RIS, SRIs0 S RIS ATER—M. T 55 pL E—B R
PEATUERIER, ENBE R I HERE LA

2) HORBEERONL, RSO, SIHSREE. 280 10 58,

3) LR, s LR

@ AfE15mL BEOES, 2N 0.5 mL KR KZEMAT 0.5 mL TCAZIRME /KIS, FCHEL 50% 1B K22 M.
ZIRWIECH S, 127 RATTEA .

@ fE15mL BEOES, 5NN 0.5 mL ) 100%5% PIEFFEBAT 0.5 mL iR KM RIS, Ol 50% M .
A E PRI RPN P

® fE1.5mL BOE T, SR 60 uL 50%[K) AR KZEMEA 6 pL (KRG BEE S, RO RS S 120
TRECH 5 B Tk & b

@ fE1.5mL BEOEH, RN 49 uL S0%MEE KM 1 pL RIIRIES], BCHI R IEH .
EEFI: AIZE 5 mL BEP AN 4.9 mL50%B K ZEHEMN 100 pL SRR, HAE 4CRE, 6 MW

WEEMA.

4)  F1 100 uL B AT 100 b FSBENRIEHI Y, PR T 5 Ml R AR BN

5) EERIEEE 4O EAE, SRR O8N EBURNE.

HERHEI: WHRERE 250 pL 24, BEENTENTS.

6)  ELIEEREICHA Y, S1EAS 100 pL H/NEIVEIEEENIIREFL R, R B RERE P O VRA IR E s AR R A
TN 55 uL 50% IR K P, Hth sl B b, &0 30 .

7) EE PR E) MRME.

8) AR IR ALE BN 100 pL M, 7855 — N FLIBGERR R . TR E A RAE— IR

9)  AEEHIERALEEZEMA 100 pL 50% K8 K G, G A<, 78 53— DN FLBGE HEH R A
FHRESZRAE— K.

10) AR EERE AL ELEAR NN 65 L BESONI, G AR RS AN FUGE HR R A



11) =RBOLIFE 5 208 )E, O ZEBINFOCE A, ST, EEERAT R E L Plan, X TLIR)E,
FERM T, BATHHZ% 2.5 /BT,
12) FRFPIBATE MRS 72 /NP, RIEIE3ER, BET/KBE. Wit 72 /N, DS AT SIS FE AT K e . 7K
Yeseke, TEFESEH PSSR, 7E 4 A dNTP AL EE RE TR, WKERAMH, ARSI,
6. WFHIE T
MFAERE, SHFEIEET 00T, BEREA 21 S @ik, 18 S Y EAR 13 SYEARN Z {8 (Z-score),
HRAERFAEA) Z (B R AR (R 45 28
B O SR I BB 5 2 (8. K7 E K (Reads) EEXTBIANRSHEIRLEA, Fridik
AR LN S RN E LT 5, FAFEAFEA N ME— VLA A AR & (unique reads). Bl 5 tH LGN FREAR R LG
R unique reads 15 1ZFEAS T 4L (044 unique reads HIK B 4 Eb%chrN, Bl Reads ratio {. %chrN fIiH54
S/

EEfE N Eumique mads B2

LachrN=—"""—"""— ——
? SEE RS L miquereads BT 28

=100% (N=1,2,3..22,X,Y)

5, HHEAFMFEAR Y B AR Z-score, RIE Z-score {H R /IN T I W iZ G k& BAFE R - Z-score ITHE
AT
£ B ek N — S5 R M oche N B FEI{H

Z—5Ccore= —— — (N=1,2,3..22,X,Y)
SRRk FIIRES

(QERESRIEIED |

Xt 1910 B FAPEREAS AT 90 ] FHAEFE A HEAT I 3> MK 70 M X 1910 BIBAPEREASK) unique reads F1 73 LR
Kolmogorov-Smirnov #46 Fll shapiro fSaidb T IEASKLIE /04, 255K B 21, 18, 13 SR H unique reads H 7
FL AR HE IES AT CAnE 1 fs), BRI A Z A58 ok S E A PR A 5 B PR A R TR AP AR R E 2, DA
ZAERT 3 AW ARAYE . I 543 FIBAMEREAFD 57 (51 S 1A AR (¥ B AIE 45 SR Yk 7 2 7 P 9T 5 A o s 51 6

Normal,
Bell-shaped Curve

Percentage of

cases in 8 portions " 13.59%| 34.13%

34.13% |13.59%

\
A3% | 2.14%
!

of the curve
Standard Deviations -40 -30 -20 -1o0 0 +1o +20 +30 +40
Cumulative ! ! | | ! [ |
o o o o o o o
Percentages 0.1% 23%  159%  50% 841%  S77%  999%
I T I T TTrT T 1T 1T T T T171TT T T |
Percentiles 1 5 10 20 30 40 50 60 70 80 90 95 99
' : ' f ‘ ' ;
Zscores -4.0 -3.0 -2.0 -1.0 0 +1.0 +2.0 +3.0 +4.0
+ + + + + + +
T scores 20 30 40 50 60 70 80
Standard Nine 1 2 3| a 5| 6 7 8 9
(Stanines)
Percentage 4% 7% | 12% [ 17% | 20% | 17% | 12% | 7% 4%

in Stanine

0B 2

B 1z ERIbRAEIES 224

HR 9% 2453 BIBAHEREA ) chr13. chri8 Ml chr2l () Z 5, - BIP A& Yetafk Z MR ZE A4, HitHE z
{EFEAF X RIPIMEER . 3K 3-7 o, BIMEREART 2 1H<1.96 FIBERTE 97.49%~97.96%; Z {E1E(1.96, 3][AEZ



1 1.95%~2.37% 2 [8]; Z>3 MIHER K 0.09%~0.14% . (EAREIER A T, Z H<1.96 FIMEZR 2 97.50%; Z {H7£(1.96,
3| [AIBE RN 2.36%; Z (>3 HER N 0.14%. [Ktk, BAMEREAN) Z (504 ShrdE IE S A A — 5.

%37 HEREAR) Z-score TELE AN ] IX [A] ML
Z5) 7<1.96 | 1.96<Z<3 | Z>3

FRAEIEAS )i Z-score 97.50% | 2.36% | 0.13%

BHYEFEAS chr13 Z-score 97.66% 2.23% 0.11%

BHYEFEAS chr18 Z-score 97.49% 2.37% 0.14%

FHMEREAR chr21 Z-score | 97.96% | 1.95% | 0.09%
HIEFITENR )L DNA WREZEEARMELL T (6L DNA WKREE<4%), PHPEFEAM Z HA RN T 3. TEX PRGN
T, K ZH <3 REAREEADAIES SIS R . A TRIER I S5 R HER I, H Z [E7E(1.96, 31N E SURKIX,
WATEAEIK X A IR A ASBE A 8 B E Ea FRPEAE A, 5 2 F i M dE AT 9
ik, AWFFRAIG LG RIEB A (T21. T18. T13) [P HIKE Je 2% [X [A) ¥ B 4 F

Z{a Fl5E

<1.96 B2

(1.96, 3] IRIX
>3 = ARBE

Dz E<1.96 MIFEA, 5 ABAVEREA . IRIEARUEIER /2T, 20 97.5%10 1E 5 FEAHTREAF 2 A AORT I 25 5L
Q@  z {7196, 3IMREA, I NRIXFEA . WG )L DNA #KJE>4%, WIHIE NIATE: WiliG )L DNA % <4%,
)3 50 Aol L EORE S A . A2 T AR IX A ELR )L DNA R B <4%HOREAEAT BRI A4S, REFRMR 1 T JL DNA
TR PE LA S BUR BT ML ORISR 45 AT A 2K X ELAIR )L DNA MR <a%, TIEEIES & I RIS B — bR
FErP i )L DNA P fd T Y ok A 10 2 1k ] VA28 N 5 1307 55 DNA KB A0 A1 15 J2. (0 2 bk (el VA S 28 -5 4
Gz {H>3 FEA, FIEN=ARFAMEREA . BT IEWFEAR Z >3 WHERLAN 0.1%, KH z E>3 fEAHE =4
REVERIARAE, XL BB PE 26 208 0.1%.
[RE 2 R R ]
1. SCEEWREE: SCPEMREE/NT 1nmol/L B, NEHT .
2. BEEREEG NFA SR E23.5M, WEEEAE, BEHTE.
3. JREFEH: N E N B X IR R I EE S 21- =48 18- =4 13- = 4RI AP B ERT
FE S BRI 46 SR g 20- =4, 18- AN 13- AR AP, 75 0 REG 45 A A TE K
4. HEBMEREA: 21 SR, 18 SYEIKEL 13 SYERN Z EH<1.96 B, REARNFEAL
21 SHetafk .18 S EAREL 13 SRR S S HUE AR IER S R EATRERE R, B 21 S QA4
18 5P ihEl 13 S YOk Qe R H IEH
5. ABRXEEA: %21 FY Mk, 18 S YIRS 13 S YA RN Z (H % T KX (1.96, 316 I,
AR BT iR )L DNA WREEIER (<a%) TS EURFAMERI TR, DA 303 0Tl L HORE f5 Sk in
K gt FAT AKX FLIG L DNA K BE<4%, IS &R S BHGE— i A .
6.  FUMTPHMEREA: 21 SUOik, 18 S YRS 13 SO Z >3 I, RRMFEA L 21 S50
. 18 S YRR 13 S Y ER S S HYRE P IEF R OBAEREER, WRNREAR 21 S5



18 SHAOARER 13 SHOARIE H AR, TNEA 201-= LR8I, 18- =1ALR & AEa 13- =1k
LR LS
A 1G] 21-=AREGRAAE 16 18- =ARLEAAEM 1 ] 13- =ARLESAERIREA GG, X Hes BEAT 7 M
FIREARER G OARE Z (1, WA 2 Pros:

7175,‘26 i » 82 91,5{1,126 70*@ ‘ 16? ‘16‘8‘ ‘168 EnRE  SRE S=mE
ISP Loading 82%  75%-86%
Polyclonal 28% 15%-30%
Low Quality 4% 4%-10%
Total Reads(M) 916 7595
T 4 o5
=] HERS HE i 2 Ba)Li®E(%) Unique Reads T21 T18 T13 Hith -
1 2823 RRA 16.39 4,233.351 11.327 0.733 -0.743 0 95
2 2824 RRA 14.374 4,000,003 -1.425 -0.407 1.064 0 95
3 2826 FRA 12.597 3,752,133 0.893 -0.883 1.114 0 20
4 2827 RRA 17.785 4,426,482 -1.389 12.497 0.244 0 95
5 2828 FRA 10.801 4,681,759 0.270 0.174 0.490 0 95
6 2829 RRA 15.179 4,498,259 0.974 -1.494 0.503 0 95
7 2830 ES TN 13.616 4,145,697 0.187 0.075 -0.902 0 55| 8
8 2834 FRA 11.944 4,396,497 0.487 0.046 -0.385 0 95
9 2839 FRA 14.715 4,733,122 -0.931 0.392 0.027 0 95
10 2841 FRA 9.85 4,188,698 0.144 0.793 0.230 0 95
1 2805 RRA 12.206 4,474,304 0.073 -0.203 8.729 0 95
12 2809 RRA 12.07 4,490,622 1.299 -0.008 0.397 0 95
13 2813 FRA 9.407 4,095,275 -0.009 -1.548 0413 0 95
14 2814 RRA 11.565 4,122,841 0.735 -1.300 0.709 0 95
15 2815 FRA 7.368 4,219,126 -1.094 0.550 0.159 0 95
16 2822 ESIN 12.046 4,170,436 1.013 -1.632 0.710 0 9%5 -

B2 16 BIFEARIRL IS R
W 2 fiR, 550 1 IRRARIN 21 S 3t dhk 7 {52 11.327, 40HME KT 3, MOZREA 21 S P OURTEAE R H,
M H A Y AR LB AR/ T 1,96, WOk % RE Ay 21- =44
W 2 fioR, J7520 4 BIFEARI 18 54tk 2 (6 12.497, AXHE KT 3, MUZFEA 18 S Y IRAE/E K,
T H b Y AR L 0GR/ T 1,96, HUHIE ZRE Ay 18- =44
WE 2 iR, 550 11 R 13 S tdk 2 {4 8.729, 4XHME KT 3, MUZFEA 13 S YA IZ/E R,

T A G AR 2 E# /N T 1.96, B E SFEA A 13-= 4K
[ 377 ¥ K R PR 1]

1 ARSI R LR AR R AT A A, LA RAUBLIRIK S5, AREME IS W mE— K. X &1
RIS W7 R B hR 770 (R EARIZ RN ) JFE5 & FEREIR/MRAE < 9 52 S FL A S8 S e A S A L 4R G AT
2. ARWHIEIEH T2 A S0 LA AR, AE T e R A .

3. JRJLUFES DNA IRFEAEZASNA M P AAAE R AMA R, ZRTE RN 2% 3 30%A55 HANZ A UG,
U DRI J LU 25 DNA YA P2 AR 3 RS 360 SR OIS, R AR 27 Jo) AR KT P RS0

4. LUR UM BRI Z a8 it T R 2> U BE PR SR S PR 2R, 5 A5 & JLARAS I 45 R AT 255 F -
ZIAAR N G (R AR B A A S . A e Ao S0 B T

G L R i P RS Sy A B = AR S
WHXREHE Z M (ZRRE=RREL 1D 2,

>
>
>
% IR ET AR THRRGST: R %G )T s R M b



4 ZEIA RN IR R
4 WA ZRE — R IE A VF-ET) 5 N2 %A
< A B 7 R Y A
5. FEACREE. B MACEANY. RAZULUPRIES A PR S BRI EURPITES R EREACR SR, RAF 18
fi o 8 TR 4 U S R,
< RUFEANGE F T EDTA PUEER ML Sl B A% IR ) IR0 S (R A7 s
< FUENRSIN SRS, By kAL
< WG R EDTA Pkt REEZEANE ML, WIFL M & AR LG B T 2°C~8CHE, ZiTE 8h P 5¢E
BRI IY B iR RIS IR B I A, ZRAKREFE T 4°C~30°C, JFHAUE 96 /N fix
P SE L 53 55
< L3 3 B A R A R AN SR 38 e ) 2 1 1 4
< IMIEAEA S SRRl V<3 1K
S TR N iEH: SRR T E R E, B R AR RS R R T BT KUK BB
(7= Rtk gedatn]
1. ESE R
D BAMR AR RAARAENT 10%KER T21. 718, T13 FEAIL 7 GIREATIEI, FIMERF &N 100%;
2) BIMERF S SRAA GG G ORI R IR IR TERE AL 7 BT R, BITEAT & 2208 100%.
3) KRR : SR FH Ao lbksr P R 225 S EAT RS U, 70 3 AR A 5 SR 2 Dok Iz B 4 o
4) WERRMEEZHE RAFEE: R G R M E R 2% b 18 Stk 20 Mb DL ERES
FEAAHRH T18 BHTE, HARMEAME R S MAINE RNy T21, T18, T13 [k, R H A Rk
MEEXT 13, 18, 21 TR ORI NTERF M TC Y .
5) WREERSHE MG RHAARRAER 10%HKE 1HRE ELFDy 70%K) T21. T18. T13 FEABEATRN, 4
TG X AR BRI s X 109 FE (O & LB A 30% A0 T2 T18. T3 FEAHEATRI, &0 FEAKS HBHE .
6) EEM: RAH=HEAR G 5% S RS AT 10 R, R4 R A R IR .
2.  HiTiRHReaT
AR SN 2 4 A ) i o FR) U SRR AR e AT B A P 0L 0 Ll 4B B R R U 45 SR T R e s Sl i
11122 = e e N 311 = N = e 1= N 5 4 51 i 7 e 1 3 i A ) VS N 111 e B | AR S
(78 I <500 mg/dL H ¥l =R 978 N 5E<1000 mg/dL. JIHZT 3 (IR I <40 mg/dL 5 A7 G 5 R TC R
A8 EDTA SR RIAT B RR AR L SR AR S L, b A Gk 25 RIC e s A3 & A T 3R PUBE AR 241
JEIL, o AR RS I 245 KA 50
3. AW
AR EAG I T21.T18.T13 (IR AT FH P DNA W SN 3.5%: 78 FH 14 DNA W JE A 3.5% 114414 T, 24 DNA &:20.5ng
I RS Hh 0T RS2
4. FREEE
1) HEA/AEE SR 2 Ao —4dl, PRSI AR N S A 3 ARG IR I SRR
PERE i SR PRPERE ST IESE 3 BRI, AT 2 IE SR, 3 AR P DLHHLIE (¥ SCRE IR EE cv



R RHD $5<15%, PHYEFERTFE 2 100%, FIVEREARTEE 24 100%, B350 &tk Py Atk
B R,
2)  EN/EREEE: AR N RN S8 % R A 3 HAR R S AA RIS B R
i FRPRPERE G . SRPHPERE S AT R, SRR AR 2 UK, S 3 FR I, A/ A SRR
£ oV ¥ <15%, FHYEREARTFG3N 100%, BITEREART G20y 100%, &R &% A /2 R 2 R
if.
3)  AFEERIEANGIURS B B2 AANE A N AT 3 MG BIVERE S L I B VERE L SR PR PR
FEATEESE 3 BRI, ANFEERAE B SCREIRE CV 9 <15%, FHTEREAST &% 100%, FAMEREAT &
N 100%, KGR G AN F B AR N ARSI PR 85 B R A
5. RSs3GBS B AR AT A PR A Y 22 S BEAT RSO, 3 (B BA 2 R AR RS I 5 SR 4 D =
PREAPE, 3 BB PEAE A B 9 9 At G €0 Ak S5 T AR AR RGN 46 2R 4 BT, R B LAt e o AR AR A 4k (T6
T9. T15. T16. T22. XO. XXY. XXX Fl XXYY) X FARGFA @AM 21, 18, 13 TSRtk B AAT0 25
M o
6. TRBRRMESR: 1 SREA, 4 SREK, 5SRO, 8 S, 15 SY Ak, 16 TP AR X Jetifk
TR RN E X ARG SR 21, 18, 13 SR ORAR RS AR TC B e . ARG 18 5 gLtk Al
HHE 20M BLEATRAKG HY 18 =AKFHE.
7. A AEGEX T 70% 5 iR AR, 30%5 KRG Aok HEUR H .
8. IfRALR
AT EDY S R IR T R, DAY C AR T 5/t 2R S B VT 45 RO IR IR S 25 bRt REAT X L, TS A 24
FEAS 10818 i, PR REUE N 100% (95% Cl: 88.65%, 100%), AT 57 /% 4 99.91% (95% Cl: 99.83%, 99.95%).
L fE A AREAR R VI RN 1.12%, (REZAEAREARKVIRN 3.41%.

[ERFEMH]
1. ARG TARIME W
2. i PR ST 56 3 S0P AR A% BT LR I PRIE DR 9 B S = A BN ) (RAMERBUR (2010) 194 5) 464

RO THED Y L I PRIE PR 1 S0 & (0 BVE AT o SR N S AT Tl B I, A 42 1 23
Fo#eAl, HIRSCIG LA M 2 AT GalHER XL RARHI D, J R IX), SEIERAE R
BAE IR RIS A, & XCEB B i AN RE S SUAREHT

3. B BRPEXTHE S S R, S NIEYEISL, W] Be R A TS IR e

4. BAFTER L AR B PR R S AR S R OS2 U 1 SERR A P kAT, P BB — IRETF
B D P BRI & O R ST T B A BT s A .

5. T B Ak R A R R v, DARGIETS . SEIRd R il KRR A — IR PEAEH, A
HERMEH.

6. A BT 6 25U AR A T AE i, ISR B A0 S G AROARE e SV A o S SR B R i 5 e e 1 A7

Ol BEVURFHIZNE M, N B HTIREOHT R

7. FEFRT, BACRFIRTR A5 R b [ R
8. 2 (BUR LIRS - TS n il KIE =S Al LT



9. AR — AL, ASFHE S RS S, 15 2048 A k7)o

Gt )|
b E LIV b o 2 o A T 7 S
[5%ik]
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