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Twist Exome 2.0 SEEGEAIEARE IS
MGISPEHY R4 FIDNBSEQNIFF&
MKEEWESHEH 3R

KRR D F AEAREIEB R FMGISP-960 & MGISP-100 LA M F & MGISEQ-2000 & DNBSEQ-G99FE AL Twist
WESX BN TIF, FHXEXMaEHTEE T,

FEXDITREA: Twist WESHR RS Ra] et it E XS EB U RALUNDNBSEQNF TS ; SRIdi2 IR\
(8-plex)ZRZFER, EEDITEINEE6GhHEIES,

WENA: £INEFENE (WES)
HWEME . MGISEQ-2000RS, DNBSEQ-G99ARS, DNBSEQ-TTRS(NIEX)
MGISP-960RS, MGISP-100RS(E mhibiF & R L)

« AWESRK IRt 7 — BRI RS =

Twist Exome 2.0 B &SV —14, BIRBIREER, FE150
FREER, TiEREET.

- SERIEAECDNBSEQNIF S

EXREEBAXERUATIEAETwist WES BESETEE
EEDNBSEQ/”HF_:FI:IO

. SR BN AR B
DNBSEQUF &ABE &MY, REEFFIRUKRKITEDE
REEEHFE,

- BILECEnh1LiRtE

EREEMGISPEHMNU AR AR RIZREBNUHERT
=, EBRAMTIATINEHIREHER,




ABES AT
S=14

AIMEF1TE (MPS, massively parallel sequencing )5 AR H IR AN E T = I B9 R R T AALHRR
REFIZHLIIE, IBE TIEHMBEURER=HRE, BETIZHAE,. 2EFHNE (WES, whole
exome sequencing)@—M# 2 HRINMPSK A, ATNFERARRFLERRNXE, M2 FXEE
RANGHLERAN2%?, EERENBRFLEZFHPESWAUTINEFF. Alt, SEERAMNF (WGS,
Whole genome sequencing) #8tk, WESHILUENFHIBEEE DO TRAZENERT, BRtES
95% A ERIINB FXIF2, WESH LUEE 20K IER5000Z it R TR AMMET RS, MBS Fisl
230 B RIEBR A WESTER B #AV N FFEL.

EEMWESHAS RN EMBEEEHRABX, FEAERESNHY—EMNFEER, EEZMBZENEL
WESIHFIEH, Twist Exome 2.0 RZMHWESHEAEEHRZ—, HEESH—HMRAREEERESR;
o Twist Exome 2.0 & A EEILITHIDNA, FILUEEEDNAMIE )R X EH IR EERBE, Ltit,
Zpanel iR EZLTIMIMI FIERBEX NS IGREXNBREZ RO EHRNER, FEMATRNEA

TRINEMES.

EREEEEMELNDNBSEQNFEHARESHEE. SRBE. BRESXRUNMATEBREET R
ETFTDNBSEQMIFEH A#EHAIMGISEQ-2000. DNBSEQ-GI9F—RFNERNFN, Al#HEEMRIFME
MG FAFRIIMPSHIE TR, Lo, EREEEFLT ERENMGISPEM RS, LR/ m
SHRZENERRREENE—BM, ZARARAMREAREES, B XERSNEE, #miEsl
FERN—EME, HEELLEMPSIEITRAS,

SR, Twist Exome 2.05%AXEEEHMUARLAFMDNBSEQNFFENFEAMEMKIBARA, Hit, AHZFLE
G T EFTEARTEBHURERFMGISP-960 & MGISP-100 A AN = F & MGISEQ-2000& DNBSEQ-G99,
Twist Exome 2.088mE & panel 1914 ERM.
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AU TWistBIWESEFE /5 = 54 K& X~ 0
HEECE, AARF BB IZREMGISP-9608
MGISP-1005ER X M, MGISEQ-20008%
DNBSEQ-GI9ZERNE, AEAMIWESHERFE DR
EERBIEDIMEXNEXRMHEITTREETE
o Z5ER3RBH, Twist Exome 2.0 EAREENE
N RS LUSDNBSEQNIFF & L8 X BEIEIR
KIS, B8Z:(8-plex) BBMMLERHE,
FEAREECChEIBEEFE NEFEH R

HRBIE

EZN

KA A B AR & & Human Genomic DNA
(Takara PN: 636401) YE N M REIFH SR 0 AIFE AR,

XERIESNF

TEXERIEME, B8 MFEARRALS0Ng, EATwist
Library Preparation EF Kit 2.0 LA’ Twist Univer-
sal Adapter SystemFER R FIBI X FEHIFTIZ,
HPre-PCRIVEMFENE, BARIERIZAISE
MEXRWAF, ZIZETEBIRLEMGISP-9605,,
MGISP-100_E5efk. FEB/ERIATwist Exome 2.03#
TFIRR, WFATFL-plexBIFER, S MER
A1500ng; XFFATF8-plexBItFA, EANIFA
B R FE 1500 ng (EN187.5 ng o ZREHIE
(B&F%. Post-PCRM4ZEM) 1B BEfb R4t
(MGISP-9608(MGISP-100) 2 #& F T 52 Ao

Post-PCR (8 M&EIF) fEAMGIEasy Universal Lib-
rary Conversion kit (App-A)FHIAC-primerses
12, EFAZRT 2R R EDNAIRL, DNAM
XKk (DNB) B9,

fE&EM R TETEMGISEQ-20008,DNBSEQ-G99 £
IR Wik 150bp(PEIS0) M AR5, A App-C
YERMES %), FIFADNBSEQ-GO95EA% 1-plex > E
BN, FIAEMGISEQ-20005EM1-plexH18-plexst
FERUNE. AFRA, RS NFIHIT,
Ze R HIHEAMGISP-960TMGISP-1005E B iR 1E; 2
RELE (BEMEE. Post-PCRF4:{L) A
MGISP-9603%F T12&{E5EA. 2000-8plex(960,
Manual)2#58-plexX FEZAZHIfEAMGISP-960,
2R e AF T HAEMGISEQ-2000 52 MIFE
AISKEGLE, HEhERa MR,

BRI

IR EMegaBOLTAE 0 M7 NNIR 28 _EFEAAERZAY
WESEEDHT LR, EEMIZNT: MEPFSraw
readsi@id #E R MIEL IS5 clean reads, BE
fE&|FBBurrows-Wheeler Aligner (BWA, http://bio-
bwa.sourceforge.net/)ficlean readstbxJ =) A
SZERAHhg38 L, LEXIERWIZRIESAM XX
B, Y EMUHFATICEER, ®EFEMBAM
X4, MEHITHEREERE. BAMSITHIVCE
Siit, RAEMOUANRSE, ERREPEE
Duplication rate. Readsclean rate. Reads mapp-
ing rate. Q30. Average depth (rmdup). Reads
on target rate. Fold 80 base penalty. Target
coverage (%) X BEUIRETEIT.
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AR EE % X B &R g EEH0 B LROh
Twist Library Preparation EF Kit 2.0
Twist Universal Adapter System
Twist Exome 2.0
Twist Standard Hyb and Wash Kit v2 HT A
MGIEasy IS EE RS SR A2 (App-A) BEN RS
B ATERHUman MegaBOLT 89 DNBSEQIIF
Genomic DNA WES 212 T awfTwist
MGISP-9608{MGISP-100
= Exome 2.089
ASITE
g MGISEQ-20005,DNBSEQ-G99
|

SR

EXREEMGISPEHIMLRALKAFRIESRE
HIWESX

A A Twist Library Preparation EF Kit 2.0F0
Twist Exome 2.030#1 T2 2 AIRI S ZE I & B4R
FEBES, FAXREEERE ( MGISP-960 =X
MGISP-100) F15F T2 ER 75 ZRIEFXT b LUTAS
Bt RAN MR, B1IBTHNEBL(9SH
R)5FT(11SHR) BEFRRXEXNLIE . ™
PR FI X EIHMGISP-960%I%, /G

35T MGISP-9608k % F T 418 52hk (B11A) .

EAERESONgIRANE T, MIRRISFTIEESE
A% B /R Z:DNBRYMI & B3R (E1A). [,

Agilent TapeStation{Xg88MY DA R&KRPAZRIRTS
FREMAREHNXEBNNSFIREEHELH
BER. REXNSTEAERT. 2B _RIK
FEMIFFRMEAXERERS (B1B) .
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HARES Index B FRBIERE
9 50ng 257 MGISP-960 Manual MGISP-960 3800 495
(1-plex)
11 50 ng 273 MGISP-960 Manual Manual (1-plex) 3660 702

= =
ES o © 5] )
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El BottSFIHEMEBRXENNZ BRI, (A) BEE(95#4) 5F T (1154 AE) BEFRXXERRLLY; (B) Bk
(OStras, BBL)S5FI(11SHFEER, BELk)BEMREERXEUDHXERBRRNDHIFER. EEAZRIZFIZ S pre-PCR

BENE, AEARRZEZEpost-PCRIGEINE,

6GbEBWESH TR AT ERNMIEE

NIEWESD TR EEAINFHIEE, AHR
MGI9-1plex(960,960) 1 ARy N7 EHEH 7 7l IR 1L
BLEYX2, 4, 6 718 GbAV#IE, HEbBOXPUZHEHRATN
FRE. £RE/R: Duplication rate, Average
depth (rmdup) XA X Target coverageiX LEAHRHEER
ESENEZIIEEET (B2ABE). {BReads
on target rateAX&zFold 80 base penaltyt8 5 2 |8]
TEEZES], ReadsontargetratefAE] T 77.4%
LLE(E2 C), Fold 80 base penalty®y{E/NF
1.5, AHEFUEEN2GbEIILENL 4], BT

HEFIEEZ 94, 6, 8 GbMIE R (E2 D). EIEFRAE
NEHIEEHZ, DT REER.

FHF Twist Exome 2.08RFHVE E= XI5 A7)\ /936.5Mb,
ENFHIEENGOIER T, BHJLUAREIZ150X
BN RE. E2INEFAHNRF, 150 XENE
REBREBREIRERNGER, B6Gbayi
BET, BTIEHRRIT. RILETFNF AT
BINGEEE, HEFEHIOGBINIERTWESSH
Mo
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Duplication rate Average depth (rmdup)

20.00% 120 1001

100
15.00% o
80
o e 20 120.00%
5.00% . 100.00%
T o4z osew  120%  LT1% 2 o0k
0.00% Lo wm L BN, 0 . . . 80.00%

26b 46b 6Gb 86b

2Gb 4Gb 6Gb 8Gb

Target coverage (%)

60.00%

C D 40.00%
Reads on target rate Fold 80 base penalty 20.00%
1o0.00% T142%  T742% TTA3%  77.42% 200 0.00%
80.00% 1.80 26b 4Gb 6Gb 8Gb
60.00% 1.60 . b >
40.00% 1.40 . 1.35 133 134 > %bp =20 70 bp =30
20.00% 1.20 I I I
0.00% L L L 1.00
26b 46b 66b  8Gb 6Gb 8G
2. AFFFRIEENGI9-1plex (960,960) 1 UM 4ER, 2 5IEER2,4,6F18GhIHIBE LIFAEWESHITFTEHURE. TEEEEUE

2/2, 4, 6, 8 GbAY, EDuplication rate2iHIE#a%, BEHEYRIK, HERKLDHER(A); HAverage depth (rmdup)ts
MEESEIIIBERIEMMILE %, RPEMHPHIBEENZ, NEREHS(B); Readson target rateEATLZ W, HAATLICEENZ
DEIE, Twist Exome 2. 03N EFEERSHIFRESEE(C); Fold 80 base penaltytB EATZ M, i#BITwist Exome 2.08FH
BIFHNERII—%(D); Target coverage 7E=20XF =30 X WIER FHEZIMEILNEY, HASINNHMIEENS, BNESE
e, EEEHREUEZ N6 GbF8 GbMERT, EALTH(E).

WESSEISRAZPH#EES-plexHI R R H R

RNHTEZL 3T ZRIER L -plexik 28-plex, ZSHZTRY
KEF2000-1plex( 960, 960 ) LA K22000-8plex ( 960,
960) UM F#B S —EEN6GhIH T Ao 2000-8plex
(960, 960 ) B9 Duplication rate 1.71%, BE=TF
2000-1plex(960, 960); {EReads on target rate.

Target coverage(% bp=30X). Average depth
(rmdup)AXFold 80 base penalty FIEDFIA

80.18%. 97.24%. 79.56LA 1.28(&3), BT
2000-1plex(960,960), 2000-1plex(100,960)LAAz
2000-8plex(100,960)NEIBAX KB, LR
MrERAE, KF8-plexIFH R HWIBTETLINA. 15
WERBE B LR ERIFEIRE R, FIbE
BEFEREEBHNNARKSDNBSEQNFTFEEF
RWESHRZREY, HEFRAS-plextI 5 A THE,
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Comparison of 1-plex and 8-plex hybridization strategies

120.00%

100.00% -

80.00%

60.00%

40.00%

20.00%

0.76% 1.71%

7. 24%

97.08% 97.24%

un

80.18%

0.00%
Duplication rate

Reads on target rate

2000-1plex (960, 960)

Average depth (rmdup)
100.00

79.56

75.77

80.00

60.00 -

40.00 |

20.00

0.00

2000-1plex (960, 960)

2000-8plex (960, 960)

Target coverage (% bp =30x)

 2000-8plex (960, 960)

C
Fold 80 base penalty

240
220 F
2.00 |
180 F
160 |
140 F
120 F
1.00

1.30 1.28

2000-8plex (960, 960)

2000-1plex (960, 960)

E3. FIABMCARFAFHITIESRIER, 1-plexHI8-plextIZ R HBELLER, X$2000-1plex(960,960)LAKz2000-8plex
(960,960) X FHLAIE A F—EEN6GhEIEHITLL I, ¥ FDuplication rate, 8-plex 5ZRHIERSE T 1-plex5ZE(A),
{BX¥FReads on target rate, Target coverage (% bp=30X), Average depth (rmdup)ifzFold 80 base

penalty, 8-plex HFZIBEMTF1-plex 55 (A,B,C)o

BETFEXEEMGISPEHMKRRFRISWES
XERNFRES

ATRRMEES W EESFIEESIRNNE
HTIEREREHEER, BIIXIEETFT2000-8plex
(960, Manual), 2000-8plex(960, 960), G99-1plex
(960,Manual) LLKzG99-1plex (960,960) BIPULE IR
HIREENOGhHITILE, SR A XIMAIER
Duplication rate# K F2%, Readsclean ratelAX
Reads mapping rate#l=x99%LA £, Q301EERTE
S%NAEE(E4L A)o H—FEVERRT L DITAI,

X PR NI EIERIAverage depth (rmdup)&ElsT
65X, Reads on target rate#fAF70%, Fold 80
base penalty&$fEF1.4, FEBIEFESFIN

SR TFLEESH(E4S B, C, E). [FH,
X PO N 2RI Target coverage (% bp =30X)
#HEIR96% LU £, BURBAIEERSNERKG
MZER(El4 D)o LbSh, HHXERSTwistEMNAT
BITwist Exome 2.0t8 X4 BEFEIMEE E E o

U EERRATWIstEE AR REEAREEE 61
24 5DNBSEQINIRFEHREBWESH R, HFEIN
NEHERERS, BSFIEFEFERLTEEZE
5, TwistiZFE A X EREADNBSEQF &,
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Comparison of basic sequencing metrics
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T S S S Ve heSS 3 ©
D E
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97.32% 97.24% 96.02% 96.87%
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80.00% [ 1.800
60.00% |- 1.600
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40.00% [ 1.400 | 1290 1.283
20.00% [ 1200 .
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P PN NN RS R SN F RS
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W\ogo W@o @fo ) We\'o Q‘o ®<o )

B4 Bt BESFIREENXBNFREETLE. (AFIEEMSSCEENNENFETERENCEESFIE
EFXZE5]; Duplication rate3df£F2%, Reads clean ratellXReads mapping rate3d=F99%, Q30391E95% %A% ; (B,C,
E)XdFTwist 2.0M%8E1F{E 5% Average depth (rmdup), Reads on target rate, Fold 80 base penalty, Bsh{tEEIE
BN FFTIEESE; (D)X FTarget coverage (% bp =30X), BoItEESFIEERELT,
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Twist Exome 2.07£DNBSEQ & I SS NIk IEZRBA
TwisttH BEIWESHR R S R o TR G EARTE
MGISPE BN RFUAKRDNBSEQNIEF &, EikA
TEALRAWER, {RIE &}Eegmiﬁgiautljo Z/N
R BB BRINTE %5 =2 BWESIR BT, 2238
HFEPRASZ (8-plex) WER AR, EEDINT
FEAREEN6ChEIEH TR Do

MGISEQ-2000 R MBVE A R4, AEBRIEX
REMARNNFREN, FRBUAIRITIEF
NEWRS, #HAEPELSO(FCL)MENFELI56/)
BYo DNBSEQ-GI9TFANEIKAF @EENM =N F IR
EERINEZ—, HBKEHFEENOM, #Hin
AIPELSOME AR FFL2/NES, R = L2 21K
B, ANAETERR, WFEEE—At.

MGISEQ- 2000 & DNBSEQ-GO9EECTwist /528, A]
SHBNEHIEFANF, ZFHEH. RXE
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kA = an B R Fmis
HEMFEYMGISEQ-2000RS 900-000035-00
X33 EENF{XDNBSEQ-GI9ARS 900-000560-00
MGISP-100RS B ahfkiF A HlE R4t 900-000070-00
MGISP-960RS BoitF A FIF RS 900-000093-00
L 2= MegaBOLT &1 n#fhliRss (T{rihTARSSER) 970-000085-00
Twist Library Preparation EF Kit 2.0 (96 RXN) 104207*
Twist Universal Adapter System- TruSeq 101310
Compatible, 96 Samples Plate C
Twist Exome 2.0 (12RXN), Kit 104134*
B Twist Standard Hyb and Wash Kitv2 (12RXN) 104446*
MGIEasy BRI ZERAIATIE (App-A) (16RXN) 1000004155
MGISEQ-2000RS mn@ & NFiFIES (App-A PELS0) 1000014051
TRt DNBSEQ-GIIRSEn@E NI IESE (G99 SM App-C FCL PE150)  940-000413-00
=EENEs iE (App-O) 1000027472

FER A ERTWistE WOEH TE 1T,
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