B 2
WO B R & E

REES: 29- 6
HEL  FARHICHREEZ 2 TRBORKE - HFEMER L RE S /7 LABBFOREL

EEMESEL ECREERHELY #—
7 ) NERRE - TR
= E

(EH) TR T, kD2 2o%BRET D, 1) FAERHMIVIEH 5 oWELIX
FFEE & TEBOIES ) AR AT LOME, 2) ANEHEA 5 o I3 FE
EERTERORER L UL TIREMRE, EEMAEORHEMN, Thd, KR —FriH
BIEH LIRS ) AMEFIC L AREMARERI LTV AR, HAShaF—#38
RKETHDHH, FOHROT —FHFSFICHEE2E L, fuEBRERRIAE 2o T
5, €I T, %ﬁbb‘ﬁ’/l’f@ﬁﬁ@ﬁﬁﬁzﬁ% (field-programmable gate array; FPGA)
WWEB LoD, 1) FAR, NNEICBITAEA S o E - XFEEL & -+ BIRORKRE
BIUERFRONE. 2) FREEEGTMHIT SRV OB L B, 3) FPCAERET
— S FEATRERR DIE . 4) MEEREN S OBE DNA hiH¥Eo®E. 5) /NEERMEFE
EORENT, 6) NBAS BEREFHRITZEMT 5 & T, RER—7 o 2EH LERE®
IRTEEMTEER L, BaTEEFERBREF—7y b & LizRES / ARKEORE
~ENT. FEREEZT o7

1. BAY

ARFFEEAE T, RO2HO2EFEEL
T3, 1) FERMEVEH D o E
T EA X THEBEORE S/ L
VAT LOWE, 2) MREHEH S -8
FRFREEZ R IREDORREE XU
TR, EBBS O, Tha,

BACHIZ AR ZEIC L 0 FAERBIZ BT
HIFEE T EROM LR BET,

REM S o EIXFEF 2R THERIIC
i, BHORMRRVWER L 25ER.
LY FRABR L RBEA, Fre
WWHEORWERRLEEEXETH S,
S BREEEROATRIICRETT S
FITEERELZV, LrALENL, &
R L T, BEHITHREELL.,
FrAERMICB T DREBENT, BRRIVIC
HEELRD,

W, KRR —F o 2ERLEHE
FERO S AFRATIC X B JRRI AR 28 S HE =
NTWDE, HERRETRETORE
B LT, R —7 oA
ENBT—FBRETHED, TO%
OF —F N EICEMEET LD, B
AMEBWTHERERRR L o> TWD,

F T, HLWE A T OB R AT
& (field-programmable gate array

FPGA) IZEHB L, fERZX %5,
F, FPGATER & E I TOERE %
EHid B,
1. ¥R, NNECBITAEY S -
FIFEEE & -TRIEORER LB
FRIFROINE
2. FFEEEETHET ARAOEEE T
B
3. FPGA BEIET — & Tz OEH
12 & BREB R AT A OB
4 IR A & OB DNA FhHE OB
. INRE RIS OMENT
6 NBAS E{m T REREAT
Zhblzckh, iR —r Y &iE
mbtﬁwﬁﬁ%ﬁﬂmﬁ%%ﬁ¢é&
. BEFEEFERE2Y—F v b
abtﬂﬁﬁjb ST OREIL A~
FECRRIRE %17 9,

2. WFETHRRE
s BT B i a%

EMRE ERIEE L F—
= |E ﬁ/AEﬁW%%
LRBEE SREE L F—
i+ “éﬁ%%

HZMEF HREDETW



MR E Bk

BN REERWEE & —
MAETF & AERFEE
xR L LAERBIEE
WAFMSE  F LAEEPIECL
wH B RRINEERR
BIFEE EHAKEFER
3. WFFERkE

(1) #ER., NREZBIT DR S -
FEFEEEE A TRAROBRAER IV
ERER RS DOINEE

B R EEREREE v & — Tk H17 £
10 AL FFREER2 M L, H28 £ 12
ARET 43 flictks RIFRREER 2
LT &7, H28 fFEE/NEFFRREEER S
it 60 I, ARH/NEIFRBAEESK 100 f#
EELD LB Y X —THBHEE
BEZITTWBRZ LT b, EENRE
KPR EESEIIHRRECH Y, BiE
BAEFER 2% & 2EFH%E LED | #HFR
B/ NRBHERRE LTHRMEATY
%, ET- H22 EE/|RIMFEATBIERR.
H23 EE/NBBEMEREEZIT. R
MAFERFRAE - /NERNFE S EIFFRSRE I WY
THERNRSEAE2ETTHICE L, H25
iz MTHIROEAE, H26 SFAMEE NI
JBEEHRCTHD THIEICERL.
a3 b iR t= Y pal

H29 S D ARSI 52 I TED S
B REE B SHE 2 S e B BT R R
21 FlCRBEHOETERIX 10%ThHo
7o

FrEEE, RHEE,. FrRes v o ER
2L, BERONRWVER, EFITE
Z<HY,

JREZEARREHNT OV TR, FERICART
L7=EFIZLLTO®@EY ThoTe,
FAERBMICHESZRTERE LT,
T IV RYTHRRREHEEESI bav
FU 7HBEGENRHITONS., HER
EAEEH I TV D 10 EHIZ2WT, IR/
BRI ERN T, BHEOEH
&, RERETERFLVMARESRA
W, BEFEFPTHS, £, &

FRBEFTFROMRR L oLtk TR E.
HLWHAZEORERPBZIRoTNAE &
TATHD,

SERE B D oW EIIFESE &
7= L= 27 B0 BIRIT-SV T, 372 ERER
FREOWENRELN, 2B 3O
TH ) LRI L D RERB&ET ) 7T
FRHERTE T (2DHESR)

fit, TRERATOFEIRE, RRrRFRE
DF = v 7 TV, FrE#ko T
o I bay FY 7EERSETEMRIE
{70,

(2) FESEETHET RALOEBEL
=l

HaloPlex {ETOFEEMEEMLET 57
BEFO SRV LU, F Agilent #HD
SureSelect #X—R & L7~ whole exon
capture kit (v8) & fv>, v6 T2V T,
=A%, BHERTFREOASNTT
v MlE % in silico T 5 = & Thhdk
2fTo7, Ei, BEOBREIZONTS
J MR EIT o, R, TR Th /3 —4E
A5 —E L7z, HaloPlex ¥ Tid, 57 &fx
FHEIHRIZ NG (ontarget B T0%) X
NBTEDLREDOH AL v TE 300x &E
{TEBILEBRRTHoT, Fi, 1
BEY=0 D= X W8 ve [ZHB L TE
<A Bz,

EEOCRIRY J AEITIZ T, 4BCB4,
ATP6B, DCDC2, LARS, PHEAZ, NBAS &=
FOBAAND T b ERELE,

(3) FPGABEET — ¥ R OIE A
12 & BREBET T AT b DS
WL —2r o d BB S5 FASTQ
T — &% FPGA BEET — & ETHERIC
L0, =v s (bam 77 A /) SNP,
indelZ26ma—10 & (vef 77 41V) &
T, V77 L RABRFIES iz, Y
T hEAT, N T OEFMTORE
EBRRREOT ) T=varvuE{TH
7‘3’{ :‘/%—fﬁﬁ L/T:O
BEOs L ZT7AIY X,
BWA-MEM & D EHBEIC ISV T, Indel (ZEHL
Tk, BWA (haplotype caller [3fER®



3%) BEHH) 60bp FRE E T indel RH
BHAEETH - 7= DR L. DRAGEN Tk,
100bp FBE® indel bRHIN B2 LR
HEEEITE W & Bbhufz, SNPs iZ2WT
Wk, —BER 0% T, a—nEhEANY
7 2 bIX DRAGEN 23 o 7=, Lo LAigds
5, 5HITOTFT— XTI, 7AVT
4, BOAHBETIFER LAY 7 b
HRERY, BMHTREBERIXRESER

Biank Bbhi,

FPGA BRI T — & St ss 2 ERA L7z
v o Py SRRERBRIC oW T,
HaloPlex 7 — & TIIEREFH TH o=
DR 1 OMEBEETHDZ LM {ThomRE
RRWTHHBALE, &7 Y — AT
bHE ., FASTQ F—# & L T ERE 2 /M
MLEFER, OF1 (—HE2FT) OB
nEiratn,

=1
FASTQ 5 — & & & < v V' VT EREHE

Dragen Run Time vs, Input Bases
A0 |- e . i Y1 1956
. . i F R . Rragoient™ .

;g o : L At
: é,m oo j PRI
- T :

] 2 4 6 8 it} 12 it
Input Bases [Gb]

(4) Migkfkd> S oRE DNA fhED
RES

AR, MEMEL D DT LiE, E
%, REEEEICL Y DNA HH Z4T0,
PR, 47 5 DNA BB DOREZ21T-
7o

AR, WMEBMAE L Vb T LA, i
%, BEBEEIC L 5 DNA Iz 2Wn» T,
PCR HiEZHE (BIEOCEELEDS) T
BEt Lz, R, WThOFEIIBWT
%, PCR BIEMRAIRETH>T, bodd
i CERE TITA D ERBEEENRE
CEZLNE, PEk, b T AEFR—BRHE
TH D .30 3~DBRIENVHETH - T2M8,
REETIE, BHTHRETHY, TuE(k
NARE & 7o T,

(5) /NEERMETEE O/

Long-PCR ZF| B U= BT R OS2 1T
o7, AFEX, BEFOLEfTonTn
A% ¥ TF—EFLLAT, sV
PSOERERAY T2 OB, fERD
FHETHREBTE R, PEREOREK -1E
AZLLBRHTERFANHY, LOFEE
REBETFAITMEHEEEZERZ DN
3, BFEYIZIE. Long-PCR IZ & A EHEIZ
X% NBAS BEFEEMITTEZLRLHE
gLk, £FH 250kb OBEEFRIBICO
VW, #9 10kb BLf7 T long—PCR primer &=
v FEBEL, TNENEBHREZITV.
long-PCRIZL ZBHERE LD LITT=,

(6) NBAS E{=-FHirEMEAT

7 MENTCHER S it MBAS BiET
REISY 7o Moo T, v A~NER
AT, FrerATREEA LR
w7 RARMERSL LT,

HERPICFES? & T REORKRE
- SREERREA LGRS AR ORESLICE
WT, FhEFho, BREIZOWTRHRN
bTe, NSRBI BOTIE, 25
trEsgat e, EBLNETH D L Ebh
7o FPGAIZ L BAGEEMT X T LZ-DON
Tid, fEkikt BEBERTRELED
., SROBFELRICHEELEZZ BN,

ML ikAR A & OFRIE DNA HHIIZE LT
X, AT Ak, Bk, BEEEEWVYT
b, PCR WIMEARRETH oD, E
& PCR 72 b UNC F D% OEFE E R AR AR
SWETHIEIZ, ~ESa 208N
B ERETAZ L HHBALTEY,
HHOFEEZE L ZEEEORTNNE
EEZ BT,

NBAS E{x FHEREREITIC OV T, FREY
RY 7 hEAT T ZAORBABERPE
ElLEbhi,

4., MEANBROBEE~DERE

MEZEONGH L RDHBADANEOHEE .
BEOCKLIIEREEEOL L, B4
LIEDHIZEBREND, PHEDKERE



EEMFRLZICHERT IS, BEOTT
AR~ REIIEIT T REREERTo T,
FREABRIC I AMEMBEELEEEDLD
BRI VMR EPIET A LITFRET
HO. et L BEE AR L—140
DARFREEELRNE DB DT,
MEEOwERE RAEICEREZROREER
PHRLFE . BEIA~D [HHAE %
AWTHAZTW., BEEETREERZES
eI ERERAOKETEAE
DERBICE D, FlEH#EEOCHRRLT
TTREZR2 R Y BE A A BB EIT V. ICH
E-11 B~V U FEEICRID A7
#—b K7 FMOBEXIIXE) ORE
HITH, B Y I BHBEMARKIZDNTIX
4 IR Lz,

AIFEERIFT, BEARB TRWES.
EEREORSBE LTETLITH 2,
LW RIBOEREBIZXT MBS ) LR
WICEET A (RRER 1 926) O—R
L LUTHERA S ) AT T AREY
BTiTo7,

< U A% S ERICE LTI, BEH
HHEEL T3R ORA 285FL. BV
7B EREESOARREZITTIT-
7o



