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*.cbcl %! ZHEDOL—EYALIICHD YA
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* locs RERZET(SHEE ZHDOU—ETALI)VICHDE—

RISHUTCBEEMICERSNIEER
NS —ZEST . FASTQI 71 )7
TERLE T,

* filter REBZFT(EHRIE ZHDL—EYA)UICH D I—RIC
FUTHERSNHFASTQI AU —
(FHBDOFEE A

* bci lane RBEZEf(3hRE ZHDL—EFA)UICHBDY—RIC
SHUTERSNAFASTQI N —
[FDDOFEE Ao

VIRITTZ DAV AL

DRAGENY 7 b T 7 E/\—RU I PDEFH/I\—I 3 V& T CTITHERSINTVDESIE. 7 X—JD
(VAT LF TV IDERIT] ([TEHET
BREDQOVI D I7EN\—RDI7ON\=I3VE DFOIORY RZFESTHEANSCENTEFT .
dragen_info -b
VIRDIFPDI\=Y 3 VEFZRFARDI(CIE. POV REENKT
dragen --version
FUWNK=I 3DV I NI I T7EREFIN—RDIT7ZA VA =)L BICIFE. TF AIL=FDDTTY
4 ~MZ&HBDDRAGEN Bio-IT Platform®D T ii— bNX—I D BDRAGENT —/\— v T —I 5o vO0—

LEXRTo AVAR=ILAYV Y RELTE. IFRDLDIC, BEHEERID.unT 7 A I)V7ZERT & L7z
LET :
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sudo sh dragen-3.3.7.el7.x86_ 64.run
AVAR=ILRRIC. FHUWI—=I 3 VD/I\— DT TP \DYIDBR ZEIDH DX v T—IDNKRRINICHE
F. Tyl EAALET, \—FDTFPO7 v ITU—RTOCANFMHENEWVKLDICTEHIENEET
9, Truicn. U—N—%ZEFILEL, —EBERZY>T. BELHBELFHEHBLFT., UT—HFITYV KT
F. N\—=FDT7DIN=I3VEEHFINFBA,. T—/\—DERZZTICLT. BUOAVICTDICIF. &K
Dhalt XY N Z2ERT OMENDDET .

sudo ipmitool chassis power cycle
DRAGENIE. S4BV RADEFRRZFT T v I I D, EHRICIus.edicogenome.comlZHhd 51 2
VA== EBELET . TP A7 U4 —ILDERICHDHT—/\—([CDVTIF. Ry DT—TBEEN/
etc/environment(C JOFVZERTFCEEIT, HIAIER :

http proxy="http://proxy.customer.com:80/"

https proxy="https://proxy.customer.com:80/"

ftp proxy="http://proxy.customer.com:80/"

rsync_proxy="http://proxy.customer.com:80/"
no proxy="localhost,127.0.0.1,localaddress, .localdomain.com, .customer.com"

VAT LER

DRAGENT —/\—[CHHY T hI T P[FITNTEH CELX T, DRAGEN Bio-It PlatformtiRk— bt~
SDRAGENY T hD T PDF#/\—I 30 FD/0O— RTEXT,

A=) T —J(F,. CentOS Updatesh' SDIHAFAIEECT . KERANH—RILZFERLIED. V—AH
SA—RIZIVI)INAILUIED T EFHERELEE A

SAEVADERRNR

REDSA Y ADEARREEMHRZRAND(CE, ROOIVY ReERALET !
dragen_lic —-f genome

CDIONYRICKD. RDELDIESA TV RERAHEAISNET -
LICENSE MSG| ---- Board #0 (1234565) ----

LICENSE MSG| License Genome: used 1000.0/100000 Gbases since 2019-Jan-01
(1000000000000 bases, 1.0%)

LICENSE MSG| Issued=2019-Jan-01, start=2019-Jan-01, expiry=2020-Jan-01,
period=12 months

LICENSE MSG| -- License dongle

LICENSE MSG| STATUS : OK

LICENSE MSG| DONGLE SN: 0012345678900
LICENSE MSG| RELEASE : 2016.07p5-19358
LICENSE MSG| CHIPID : 001234567890EAD
LICENSE_MSGl DNA: active, accelerators=DNA

LICENSE MSG| issue=2019-Jan-01, start=2019-Jan-01, expiry=2020-Jan-01
LICENSE MSG| RNA: active, accelerators=RNA

LICENSE MSG| issue=2019-Jan-01, start=2019-Jan-01, expiry=2020-Jan-01
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LICENSE MSG| GzZIP: active, accelerators=GzIP

LICENSE MSG| issue=2019-Jan-01, start=2019-Jan-01, expiry=2020-Jan-01
LICENSE MSG| GUNZ: active, accelerators=GUNZ

LICENSE MSG| issue=2019-Jan-01, start=2019-Jan-01, expiry=2020-Jan-01
LICENSE MSG| HMM: active, accelerators=HMM

LICENSE MSG| issue=2019-Jan-01, start=2019-Jan-01, expiry=2020-Jan-01
LICENSE MSG| SMW: active, accelerators=SMW

LICENSE MSG| issue=2019-Jan-01, start=2019-Jan-01, expiry=2020-Jan-01
LICENSE MSG| RANS: active, accelerators=RANS

LICENSE MSG| issue=2019-Jan-01, start=2019-Jan-01, expiry=2020-Jan-01
LICENSE MSG| GRAPH: active, accelerators=GRAPH

LICENSE MSG| issue=2019-Jan-01, start=2019-Jan-01, expiry=2020-Jan-01

ADRDSA TV AESBNE, T/ LASA BV ADBHDTY . FTEITIE. BEICT,000FAN—RHMERATN TV
BDIEERULTVET . A VA MJLBEHFDTA 22 AIE100,000F HAN—XHT. €D D B1%HEREH
T, 2TBIESA VY RT—FIZRUTCVET, CCTEELDIEFEMHBRTT . T4 VA (F. BHHR
DR, FEEFSA Y AESNcFARN=ZXBM00%FEASNIcEEICRILET,

TARVAT-IDTICHELDIE. SALEVRBERTT, COBERF. b—/—[CERSNE RV TIU

(USBF—) [CRTFSNTVET, SAEVRBERICIE. BMESNTLDE2T7 IS U—F—DKRD
KRSNET, INBEFENENELD /A TSAVHFBEDBDTI, Ffew FI\ATSA2DIA VA
Y. T/ LATSABVADBIERRkR. POET U= —I[CHBIHRDDDET,

FUWSA Y ZAOBEEICDVTIE, ARIY—T—ERXIBLEE (customerservice@illumina.com) ([CHRI
WEDLELEEV. A BV ADFERTHENRE UBEEIE. A1IV=FDT7 I Z AT R— MMIBEWE
bz,

AT LFTVIDET

DRAGEND —/\—D8BREZ AN, T—/I\—D1EULKEMET D & ZHERIT DfcsHIC/opt/edico/
self test/self test.shZ@E{TUKXT, CORITUTKILUTZEITVET,

e hg1QU T 7 UVRAT ./ LD SMEBEDA 2T v I A7z BICIER

e UDFPUVRYT /LEAVTYVIRZEO—R

e U—RDTYrEYYEVITU. PIAXY S

o TITAXYMUEU—RZEBAMT 7 A JUICRTE

o FPIOAXRYBIDFRINCHERETE—HU TS EZHERR

BFU—I\—F. CORTUTRTHERINDT AN Ty FOFASTQT —5ZEH L TWVNEXT, DT —
S, /opt/edico/self test|CHDFIT, Y AT LF TV IDEITICIEF. #125~303HHDFXT,

RDABNF. ATUTRDETHEE. TARDEIUCHEEDOE 2R U TNET,
[rootledico2 ~]# /opt/edico/self test/self test.sh

test hash creating

test hash created

XE&ES 1 200005495 v00 JPN 7
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reference loading /opt/edico/self test/ref data/chrM/hgl9 chrM
reference loaded

realOm0.640s
userOm0.047s
sysOm0.604s

not properly paired and unmapped input records percentages: PASS

md5sum check dbam sorted: PASS

SELF TEST COMPLETED
SELF TEST RESULT : PASS

HASNEBAMD 7 A )VAFRENTCHERE—HUEWVEE. BIROTF X bOREITIC, RDKDITERR
SNET .
SELF TEST RESULT : FAIL

DRAGENT —/\—DERZ ANTCERICCDTANATUT hMeRTUT. TORBRDFAILICE O TEHE
(F. AI=FDTIZHIVTR—MITERLEE L,

SEFRBEDT AFDRIT

DRAGENY AT LD ES D ICEMEL TWVWS C LR LIES. IFDKSICLT. KED OHEHIRE
DT —=FD—EBZERITULET .

o UDPUYRT /LDy aT—=T)7Z0O—K

o ANTFAIWELTIT 7 A IVDBEPR7ZRE

s AVTvwbhT—YZIE

UJ 7L A%EER

U7 LA %ZF>TOLWIEWEAICIE. dragen —build-hash-table X > RICFASTAU 7 7 U AT 7 A )b
DEFRZEELUTCEITLU. EMTDHIENTEE T, \vyaT—JIZBRIHEEIC. I\SX—F—7Z1E
FECTEFT ( [DRAGEN Bio-IT Platform User Guide] (1000000070494) ZZ&1) .
TAMDERTCTIE. BTV T)VRAIUT ~ FEFIDHA ROBITHEASNTVNSHINY R7ZEEITT
TFHT, INSDHIE. FASTAT 7 A )UHY/staging/human/reference/hgl9/hgl9. fallZFEINTU
BHIEZBEELTVE T, MEBICRUTC, RATUTMPIONVY RSAVAD/KRAZIELWT « LT hUIC
ZEUTLIEEL), /staging/human/reference&EZDYTTF 4 VI NJICHT DV I L AEZRZTET D
WENRSHODFET,

RDEDICULT, YYTNWYTIVAI U T M 2RITUET .
/opt/edico/examples/build hash table.sh

Fleld. ROELDEDRAGEND IV Y R7Z2HTULET
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mkdir -p /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149

cd /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

dragen --build-hash-table true --ht-reference
/staging/human/reference/hgl9/hgl9.fa \

--output-dir /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
--ht-alt-liftover /opt/edico/liftover/hgl9 alt liftover.sam

--ht-alt-liftoverd 7> 3V ZEER FIC/\v 2 a7 —JILZEER UIcBEE. DINIELUIC IS —HhRREN
F9 (FRRBIFERLUCRU I 7V AT 7AI)VICLK D TEEDET)
ERROR: Detected hgl9 alternate contigs in reference at:
/staging/hgl9fa/hgl9. fa

DRAGEN map quality is significantly improved by building a reference with a
liftover file to enable ALT aware mapping. Use the --ht-alt-1ifeover option
to specify a liftover file.

You may ignore this error and continue using your existing reference by
adding --ht-alt-aware-validate=false to your command line. However, DRAGEN
map quality will be significantly affected.

Generate the hash table with either the --ht-alt-liftover or the -ht alt-
aware-validate=false option to avoid the error listed above.
dragen --build-hash-table <X > RIFXILF ALY MEESNTWTC., FEEREF8AL Y RN CT, DX
ROSETICIEFIEDDDDET . T2 FA LZFEET DICIE. --ht-num-threadsZ 72 3 272 ERALE T,
BECEDEFRARI2TYT (—/I\—DTR—bLTWVDAL Y FEICKDELDFT) o
Nw2aF—=TJILT« T MURICE N\y2aT—TILOBERICERSNCERLT S T2 3 VOV
EENUZAMEINKT . BEFENRED/\vaT7—JIZER L. TNICRHUTT A LI NI RZEEET
DA, CONANITSIT A XIS CEZHELKT,
CNV#gEZBE UIcBE. /\w ¥ a7 —J)LDERICIFHI2IFEN D F T,

HG19UT 7LV ADERK

FASTAU D7 7 U A% > CLEWEE. RODKDICLT. UCSCHHhg19 FASTAT 7 A JLZEIS L. 1D
MDhg19.fa7 7 A )LICHEBR T D ENTEXT,
mkdir /staging/hgl9fa
cd /staging/hgl9fa
wget
hgdownload.cse.ucsc.edu/goldenPath/hgl9/bigZips/chromFa.tar.gz

tar -zxvf chromFa.tar.gz
cat chr*.fa > hgl9.fa

RDIRY R7ZfED>T. DRAGEN/\v>a7—=JIVU T 7 UV R ZERLE T,

XE&ES 1 200005495 v00 JPN 9
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mkdir /staging/hgl9/

dragen --ht-reference /staging/hgl9fa/hgl9.fa \
--output-directory /staging/hgl9/ --build-hash-table true \
--ht-alt-liftover /opt/edico/liftover/hgl9 alt liftover.sam

UI77LU2VARAY )/ LOO—R

DRAGENR— RDXEU—[CO—RUI\AFU-UT 7L VR(F. EROBDA Ty bTF—F v bD
WMIBICEATEFRT, YRATLZBREULEVEED, XEREELDHU I 7LV A/N\v2aT7—T)VZERT
BDIENEWVRD. UD7 UV RA%ZBO— NI 2EIFHD T A,

U7 LU VRIE T2 THIETHEEIC. BENICO—RNENET, UT7UVRT ) L7ZFEE
TIR—PRICO—RFIBHAERF. ROV ITIVATUT b, FieldONY R ZERULET. COBIDOU T 7 LY
AT« LT bUIE/staging/numan/reference/hg19/hg19.fak_21.f 16.m_149C9,

/opt/edico/examples/load reference.sh

FrelE

dragen -1 \

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149
COIONY RlE. DRAGENR—RDXEU—[CI\AFU—DUT 7 UVRAY /) ©\EO—RKULET, €I TC.
CDUT7UVAIK. FEDOHEDA Ty bTF—Fty bORIB(CTERSNET T, VAT LZBRELEWN
RO, &Ffc. DU T 7 UVRT /) LATYDBRDERNEVERD., U7 U VRAT )/ LA7ZBO—RKTD
WEEDDFRBA. UTPUVRT / AFIMARICO— FENFT,
DRAGENI(F. IEESNIEU T 7 UV AT/ LABBECIR—RICFEEL TV EDN ZF T v I UFR T, FHE
LCWaiEa. UJ7UYRT )/ LD v JTO—REEFNICRAFY TENET. BCUT 7L VRT /I
Zes@HICEO— N9 D&, force-load-reference (-) AN R 2A A T 3V ZFERULET,
U7 UVRY / L£ZO—RHINYRIE. VI I I PE/N—RD T 7D\ —Y 3 VZFERSITERR
LET. BIRIE:

DRAGEN Host Software Version 01.001.035.01.00.30.6682 and
Bio-IT Processor Version 0x1001036

U7 VYRS LOO— &, LFOX Y T—IPMREH T TRRSINK T,
DRAGEN finished normally

UIT7LIRYT ) LD%ERE

DRAGENTU 77 UV AT/ LAZEATEDLDICTBICIE. FTF. DU T 7 UVRYT J LEFASTAE
ADSHRYLINAFU—FEHICEBRULINEEDO T B A, CORBLERT Y T TEASNSZT T3>
(F. HREENYEY T IFUT A DINSVRZEEDCHDHDTT,

DRAGENIE. UT 7 U 2RAYT ./ Lhg19EGRCh37ZBA TVWE T EE5DUT 7 UVAT )/ L. —HKRE
SHRICHBESNDOREICEDNT, HEDUHA VA R=)LENTVET, INSDUT7UVRY /) L7
FRITDCLEHTEFI L. UTP UV VRADRRUEINY RSA VAT 3V ZEETHEDHTEEXT,
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I\v2aF—=)VDI\wO TSI IR

DRAGENY v/{—(F. EU—RKRHOHBEEITDY—R (BTV—F U XFclFKmer) ZHEHEULET,

DRAGENIZE. PClei— RDAXAEU—([CHFETD/\vaT7—TJILRDY — RZFAX, V—RE—HTDHU
T7UVRAT /) LADBHAZFELER T, T2—HZRRICKREKRT DIC(F. /\vIaT7—T)VHEBEENT
I, DRAGEN/\w>aF7—TJ)UId. EIRSNIEUTF7UVRYT /) ADSOBETDNENHDFIH. DR
(LB N Sdragen --build-hash-tabled 7> a>d. U7 UVART /) LADSEERT DY — R ZLEHE
U. N\w2ar7—J)IbOLd—RISENMULT., DTN Z\AFT =7 AI)LEUTHRELF T,

UIT7PUIRAY—RDA 25—\

DRAGEN/\» ¥ 15— JLOYA XE, UT 7 VYRS LD SISy — ROBICLAILET . HH
RETE. UDPUYRY/ LOTNTOMED SHIA LY — RIBIENET. £~/ L1Dh 54
30EDY— ROVEMENET ., TOMMHETIE. DRAGEN PCleri— RIZ32 GBLLEDXEU—hiE
T,

INEDODHKRELE FUNDYT / LA7ZERT D5, Fld/\vIa7—TJILDOBEBEEZERT DHEE.
--ht-ref-seed-intervalzd 7> a > &aE> CHFEH I T 7 UV AA 25 —)VLZIEEL. BMTDHUT 7L VR
V— RS LER T, YIHIERE C100%ENMT DHA(E. --ht-ref-seed-interval 1Cd ., 50%DHE(E.
--ht-ref-seed-interval 2%=FEWNE T, ¥— RDA V5 —)VUVIFBHTHDINEIFHDFE . BIZIE. --ht-
ref-seed-interval 1.21&83.3%EMT D EZERUEIXITH. CDHFE. BEA VY—/VULDFHGH .2(C1ED
KDIC, RFEFIEBEAVF—/)VULT. WK DHD2AREA V5 —)VLDEINENET,

N\v2aF—TIVDEEER

N2 aT—=T)VICEHE—EDTA XDEDOHTENEITH. FLDDZELI—RNHDDT. HHFE
(F100%%Z FEDFET. DRAGEN/\v 2T —TILNTRICT I ERATBITIF. ZOANR—ANEETT,
LIO—RE Ny2aT7—=JIVCRRUS VY LACEBESNSD . HFICKoTIE. LI—OERB(ICEE
LUE 9. DRAGENIE. HHBZERD LRZI0%IZEICELEDHD CEZHRLTVET, ZANR—XDEIGH0IC
HOLCONT, BEBEHHNAELED. DRAGENY v/ {—I[CL DY — FOBERNMRCITESED T T,

N\voasF—DI/Y—RE

N ar—J)VICE, B—DOHEEIDEIODU I 7L VAY—RPEINENET, CO—XY—REIE
--ht-seed-lenA 7> 3> bO—ILENE T, FIHIEREF21TI,

FIR—bENTVD—RY— PRORKEE. T—TILDY A XH8~31.5 GBOBED27IRETT, —i
([C. Y= FARINIERWVEE. SVFALOMRENR. ¥—RBEITNEREVEE, YvEYIDIF U
T4 (MWERERE) BAEADET, RODY—KE. UT7UYRT /) LATE-RICEDZEDEWVE
. KDODBEARZVNENDHERTOLELLS, BRICYYEITHMTONET. LU, RODIY—K
F NNUPYROY—=T VXIS —FEEVDTe. UT 7LV YANDSD@&ERES —/\—Z v T I HalREM D
B<EDET, INICELD, TOY—REDEE—HICLDERBLEYYEVIRBIFENTITH, TNT
B, BUCU—RICHBHRNDY—REYYEYTARET. ZTNTNOU— N THRATREERV Y — MIE(E4
F<IEDFET,

XE&ES 1 200005495 v00 JPN 11
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RODU— RIC(F. ZEEDOENEECFIFATED Y — MIBDZWLD T, RODY—RFHELTWET,

x1 JY—bRO#EEE

-ht-seed-lenDfE U—RER
21 100 bpHh'o150 bp
17Hh%519 KDENU—R(36 bp)
27 250 bpi#

N\y2a5—=TIbEY—RIRR

RE>—T 2V ADRES. REICARIFLS—EBDT— R UT7UVRAT /) LOBEHDNUEIC—HIT DL
H&DFET. DRAGENIE. ¥— MRREFIENDIBEDXNZXLZERA LT, CDRIEERED— K
ERYEVITTHIENTEXT . DRAGEND, UT 7 UV ADEBHDABIC—RY— RRETIEED &
H LB a. DRAGENIE. Y—hFRZIERLU. U7 UV ARNT—RICEDE T, ¥— ROMmimZHhiR
LET,

BIZ(E. 21BED—XY— FOMmiRZ7IEENMER U T, 35E8EDIREKRY—RICTDIENTEFRT, 2118
BED—RY—RIlE. UT7 LUV ADI00AMIC—HIT DAREMENDDET . CNS1000FDY— MUED
S5BENRZ40T)L—TICHEILT. 1~3EDE—DISEET— NCTDHIENTEXT ., DRAGENIZE.
RE>Y—RIhRZYR—MUERT, REY—FERE. BU—XY—RDS—Itv b BEDIRERIC
RO CREICHRINDHRLET T Ty hZEZTHER. BENICITHNE T,

PESRETCIE. RXIRY — MR, —RY—FR+128TT, RV — FROKRKBEZZET DICIE.
--ht-max-ext-seed-lend 73 VZFERALET. fIAE. U—RHEWVES. DRAGENIF. &RAILK
V—RRZU—-RFRELDDELITDIEZHERLUFTT, CNUE. U—RFE2ALDBEWVLERIFRUT—HRU
FLD'B T,

Ffe. UNDA T avzERUT, Y—eEDIRE. BBICHERT DDV EREITHEHTEFRT,
IN6DOA T3V SEFHRCOMERLET,

* --ht-cost-coeff-seed-len

* --ht-cost-coeff-seed-freq

* --ht-cost-penalty

* --ht-cost-penalty-incr

sROREEEY FOEEOEICIE ML —RFTDHOET, YvEVITREZO LESBDICE. ROD
V—PMLRZERLUC, Y—ROby MEEZERULET. Fle. 8LWWYEVITBEZRIET H(CIE.
V— NMLRZET DD "BOICHNZEA S, £y MAERSED I EZTRULET . "HICHKRIT D L.
SNPECODY— ROBEENEERD . BRICTSA XY MEXAFPUYITFTRIcHDOR v EY TUBIRED
BRBeD. NvEVIIFUT A DELELE T, IROVAREIE. ¥ — NMEEOYHIRE @k, &
BV — MMEREEVLE Y MEETY vEY ITREIGEL BoIcEaNRSNE 7,

XE&ES 1 200005495 v00 JPN 12
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V—NEEA T 3 VOYHRERLUTOESD T,

FTvav HIHAEE
--ht-cost-coeff-seed-len 1
--ht-cost-coeff-seed-freq 0.5
--ht-cost-penalty 0
--ht-cost-penalty-incr 0.7
--ht-max-seed-freq 16
--ht-target-seed-freq 4

V—FEEODLREY Ty

1DD—RY— RFEEFRY— D UT 7 U VRT /) ATEHDMEIC—HITHIENDDET, D
FOE—HIIITNT, /\w2aT—TILITEMEN. TD#%. DRAGENT v/ {—H'U— RDh Sl S Ncxd
BBy — RZRERITDEETICHFENE T, TDIEH. 7S A A hENEN v IN—EHZEERT DI
([C. BEODOU T 7 UV AMMEREBIRSTESNE T, LN L. DRAGENTIE. ¥—R1DHEOD—EE. D
FOBEDFIRENTNET, COEE(F. --ht-max-seed-freqd IV 3V TCEECEE I, #HIERE
Tld. $8EDERIF16CTT . DRAGENIFCNKIDBDATHFEREDY — FEBEBLUILBEE. CDY— R, %
EDIRRY — BN =V OEEDHIRAICINE D L D ETDFREZRH DAY — RITHERLET, ¥—K
MRZRKRICUCH ERZBR D5E. COY—REHTEN, N\ aT—TJIVICIEEMENEBA. €
DHD. DRAGENIFESEEL I— FZ21DEMULE T,

UL, IFOEHICKD. ZOY—MEED ERMN. DRAGENDY v EY T IAUT 4 [CELVEEZS
ABDIEREHFEDHDOFEE A,

o V—RDOEFENDDIE. ¥— MERICKBURBEDH T . BMTAMMIC—HIT D, BinlCSHBED
—RY—=REIFFHTFEINE T, CORIBEY— IR YEVTICIHERFTEBA.

o« BEOHNEU—BPRIC, ERINEY—MIBDENCBHOET . FIOY— NMIBH DU ED—EH7ZR
BAEFE—BTHHHAICIEF. TOU—RZEEYICNVEYITEXRT, UL, IRTDY— RiIE
HEHEZERICAINENEHEE. NE. U—REERZHOU T 7 VY AUEBIC—HIT D LEZR
KT DRREMD DD ERT, U—RAYYEYITENcE UL TH, ZNIEMAPQOEONKZFIFRITE
W SVYLERYEYITL& D,

SEEISRAE6X CERB CTE T, HEDLRZESDICHETOL. YvEYITEINDU—ROHA. HIC

WU —ROHE. DFNERDEEAARSNETIH. EBNTYvEYTENcU— ROMAPQIEEON

FREFFBICEVDDICEDDBETT, Ffeo TNUTHL. ZHOV Y EV TRBHIMRSNSNS CEHDD

Je. DRAGENY v EYV I DREEBELEHBREEREROSNE T,

SAREDERICIMNA . --ht-target-seed- freqA IV 3VZEEOT. F—U v DY — NEEZEET

BDIEBHTEFT, CDY—T v MAEEF. SREDO—RY— FDIRZENT D EEICEASNE T,

MRDOREE, =7y MSEWV, IRy — MEEDMEE LU CGERSNE T YIHREEIF4T,. CNE

DRAGENA'Y — R Z—RICN v EY T T Bfced. BRI EICEWVY — MERZERT K DT/ A7 AN

TS LZRRULE T,

XE&ES 1 200005495 v00 JPN 13
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T4V T I~DXH L

DRAGEN/\v>aF7—JI)VEILS—IF. N\vPaF7—TILZEETDEIC. UT7LVANST A1
VT« JDORMZEEBNICHKREL. COTIA YT 1« JZFASTAT 7 A JVISEMULE T T4 T 7 A
JUIE. /opt/edico/liftover/hs decoys.falCdpDFRT, UITFPUVRAICTAAIAY T4 IHEEL
HWEE., T4 T7 471N vEYITEHU—RFE, HABAMTAANICY vEY TENTLERL
(unmapped) EX—278NET, CNUE. AUIFILDOU T 7 LU VRIC, TFOAADVT 4 ITH VDS T
T, TORR. YvEVIRKPABNITELEDFRT, LKL, T4 - RZREAE T HRHIMZRET
& NNUPYRO=UVIDRENELEULET,

PR E CCDIREZ(FR T D &7 HRUF T, IE UL --ht-suppress-decoys7 73 3 2/ % truel CERE
LT, INoDF7IA4h\w a7 —J)VICEBMENEVNKRDICTDHIENTEFXT,

ALTOYV T« JI\wv2a5—)b

hg19%/zldhg38 ALTI YT 4 IR N E. Ny aF—IIEILI—ld. UTRF—)—T 74
IWVERTCIFBED 7 7 AIVICALTOAY T A DN AT ZERKUF T CDEXRZA—/\—S4 KT BICF. /\v
VAT ZEHEETEHEE. BRUDRAGENZEITI D EE(C, --ht-alt-aware-validatet 7> 3> 7%
falselCBRELFR T o

AlLT-aware/\w>a57—_)U

DRAGENTALT-awareXw E>J%Z8JgEIC T D&, --ht-alt-liftoverd T a7z ERL. U D hA—)(—
74 )7ZEED>TGRch38 (BXUALTIVT 4 JZFOZTDMDUT 7 U VR) ZBELEFT, /\va
T—ILES =&, EUT P UV RAY—T VR %2 T bF—)I\—T7A)UICEDWNT. primary&alternate
[CH%EU. alternate®Hi(C. primaryZreference.binlC/Vy 2 LEF T, hg38DHE XU hg19DSAMY T
d—IN—=T7A)Ul&. /opt/edico/liftover J#)LF—ICHD KT, --ht-alt-liftoverd T 3 /IE. ALT-
aware/\v ¥ 1T —TJI)VEREET 1csbDU T hA—)\=T 7 A )JUN\D/\RZEBELF T,

HARY LITA—=)\=T7A)L

ARG LT A —=I\—=T7A4)Ul&. DRAGEND BT DU T hF—/\—T 7 A)LODRKDODICFERTE
F9, UT T —/I\=T7AIVIEFSAMER CTHEIFNEEDEFEAD. SAMANY ST —FMNEBETIFHDEE
Fuo SEQBKRUQUALT « —)U RIF&EE (*) TEFT., FE7 54 X MU O—RIICIFE. QNAMEE LT,
alternate/\Z7O5 A TJU T 7 UV A= VRA%Z, U7 UVAY—TVRICHDEE BEIE. —x7t
~JU) DUT A —=I\=7 54 X FORNAMEEPOSZE RS BN B D E T,

WHAERET 54 A2 ME FLAGDOX10EY FCTRENE T, YvEVITINTLEWL (0x4) FfeldZ
R (0x100) &7 IMIFESNcL I— BFERSNE T, CIGARICIE. \—R&EEFVY I MIUVEY T
HEEN. ATV T 4 TO—ER T SA XY hESNIEVEXFESND T ENHDET,

UD7UYRAY—=TVA1DT ALTOV T« (QNAMEICIRND) &U T bA—){—D%35% (RNAMEIC
BNg) OmWHOREZRCT CEFTET B ERDALTIV T « J%Z. B—D—R7 2V TUAMEIC
TIOARXRYRNTBDCENTEFRT, &Ffcw 1DDALTAV T 4 JICEBDT7 SA A Mgt T o EHTE
FI WEICHUT. RREDICIETSIOXB00DMISENET) - FIAE. —MBHZIESE. B —EN%Z
WHRMEABICT SAXY NTEXT, 2L, ATV T 4« JOEEEIE. TDEEZH/I\—TF HM CIGAR
BRIEZERDRVIDT7 SA XY bUO—=RICED T, 1 DDUT bA—)\—A X=I UDZITED FEB A,

XE&ES 1 200005495 v00 JPN 14
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SAML O—RDOQNAMERNY 77 UV AT/ LD BRZELTWVDEE. COSAML J— REEESNDD
T, BUUIT A —=N\=T7AINZESEKEFEI T 7 VYA T2y FCTEATEFT, 2L, QNAME
(FROTLBDH. RNAMEZRTCIEWT 54 XY b G HBEIF TS —ICIEDE T,

ALTZNY XD U/ \w2aT7—T )b

ALTOV T « JZ2OEENTFhg195F f2(Fhg38 FASTAR'S/\w ¥ 2T —TJ)VZ#BET D EFIC, —-ht-
alt-liftoverCU T hA—/\—T7AI)LEIBELED oIcBE. \vyaTr—TJ)LEILY—ICKD. ALT
VT 4 JDBEENBEEMNICINTIY AT INE T,

YR ENICEEDERRB(E. /opt/edico/fasta mask/[CHBDBEDT 7 A )LICERENE T, Fie.
hash_table.cfglC(d, FERATNICBED Y 7 A ILDIKRE, CDTF7AILDMENZETNE T, _digest
. T7AMIVDFEICHERATESD—RBDHFZRULKXT,

Xfe. ANV RSA VAT 3--ht-mask-bedZFERAULT. YRATUCWEEZZOHASY LBEDT 7
ANWZERET D EHTEFRT, \vrar—TJLEILF—TIF. --ht-mask-bed, FfclF--ht-alt-
liftoverDEBEHM D UNEREF B e NATEUT NF—I\—=T7AI)LDEAZE>T/\v 27—
JVZHEEE T BICIF. ht-allow-mask-and-liftoverZtruelCEREULE T,

ARVIRSA A Tay
T 7 LY AFASTAZDRAGENT v E YD\ w1 57— T JUICEHRT (2%, --build-hash-tableZ 7

VAVERFERUET. COF TV aVE EESNEEHRDY T 7 VYA =T 2V RAEZTFASTAT 7 A )b
BRUBFEOENT A LI MUZEAV Ty bEUTEDET . DRAGENIFATD D 7 A JL7ZEMLE T,

reference.bin HER(ICDT4AE YN CO—NMEESNIEU TPV R —T VX 48y I—R
HMEREINTWVWDIEH. . A XZI\A BRI TKRIEITFUVRT S/ LY A
ADRIFEDTIEDETR T VTPV A =TV ZADBHWVEDNIGN =T E
NITAVIEFNICHEASINE T BAIAF. hg19(C(F. 93> —T (T
3137161 264EDIBENDDFET , C1F1526285312/ A b= 1.46 GBIC
J—REENE T T T 1 GBIF1FA) A b FfelF230) (A NEEKRULE T,

hash_table.cmp EfEcSNE/ \wrar—T)b. /\wa7—J)UIE. DRAGENY W/ \—IC&D>T
BT, --ht-seed-lend Va3V CHEESNcRIER D—XRI—RE
SR IFERSZF DR —ROBRRICERSINE T,

hash_table.cfg ERSNE/\waT—TILDIS A= —EBHEDUANGTFANER) . C
DI7AIICF UTPUVRT ) LEI\w 2T —T)VICEE T DEEFIFRN
EEETNTVET,

hash table.cfg.bin hash table.cfg®/\A FJ—h. DRAGENDERICERINE T,

hash table stats.txt I\ a7 —=TIVDEBEERZZH BRI V2T T DEHBEA ST
HEIZREUIETF AN T 74 )L COT—JIVIFIERIEHDHZERNEL. D
DY—)UCIHMERSNEE Ao

XE&ES 1 200005495 v00 JPN 15
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Build O~ > ROFERARLTIDES DT,
dragen --build-hash-table true [options] --ht-reference <reference.fasta> -

-output-directory <outdir>

CNBBEOEIY 3V TlE NNy aT—TJILOBRICERSNS A TV 3 VIOV TCEHRLET,

A TINTONTYRA T3y

J\wa1T—T)LDREELE(C|E. --ht-referencebt --output-directoryA I 3 VHUWNWETI, —-ht-
referenceA ¥ 3 VI(Cld. UT 7 UV AFASTAT 7 A JLANDJ\ A%, --output-directory(l(d, /\wv
aAaT—TJIWHEAT7AIVDEE AR EELTDEIFDT 4 LI N ZIBEULER T, BERUCELD/\va
TV BI@DT A )V —ICBIBIT D EZHERUET T, /\vraTr—JILZER U EEICTHRTE
PIHDINS A=Y —BEZFERUICEE. TNZ T4 IV —RBICHITFMADDONIRANTZSIOT 4 ATY,
U7 U 2VAFASTAT 7 A )LD — 2V AZAIF—ETIEITNIEED FB A

—XV—FR

--ht-seed-lenA 73 VIid. UD7UVRYT /) LDS/I\vYaT7—TIVISGEBINT DY —RDX T UAF
ROVBARZIRBEULE T, /\vyaT7—TJILTY— ROBENBMESNTVDBEZERE., Y wv/(—ES
VAL, BU—REBSEURSODY—REHHBEL. B2—HERRUET,

—RY—RRORKNEIE. N\v2aT—=TILYA XDBEHTT., T—TJILYAXH16~64 GBOHE. LR
(Fk=27T&HOH. INldt b2S/ LOHBKEY A XTHINLE T, Ffeo T—TILTA XH4~16 GBD
HBED LRIFk=26T7T,

—RY—PRROBIMEIF. FICUT7UVRT ) LAOYA XEEBHSICLODTREDET, Y—FRIF. K
FOUT7 UV RAMUBZ —RICBRTEDTHBRSZHNBEELE T, £ 2T/ LADUT 7 UVATIE,
I\ aT—=TJILOBRTBEE. k < 16TRELET ., 7/ LADBEDDEFEIF FRZNEL 7/ LDSEH
DEMTIIEV (REMDEV) BEIFRKESLFRT, 10g4(3.1 G) = 164D T, 3.1 GbpDk bF*/ LITH
I oH—REMDEIMEN --ht-seed-len 16THDHEIFERNICEHFCEEI. DFOH, 3.1 GOUT 7LV
AMEZXRITBICE 4DDRXT VA F R oDEL EB16EDZRRDPAETT,

BEICDWVWTCDFER

U—bDOYvEYIZESBICITICE, MELEBHIDD—RY— e —H. Flo. BEEHY— Nt
AUTVBHEICIFE—DSNPE—H U TCWEITNIEED T B, BHDY— R, UT 7 UYANDY v
EVIDRIUPITUVMERICHDE T, CNlE. EU—RICEGT DY — ROBHMIBER. ¥— AUV
hNEBEUED., =TIV T T5—EE01cD T HEREMMMELEDHN ST,

XE&ES 1 200005495 v00 JPN 16
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2l = Rh3ERICEVE. YvEYIBEME I I S EHHDFRT, IEBICEVY — RFEHDY
T7UVAMEBICRVEYIEND T ENKLHBD, YY/I\—HIYvEVIMNEBTI S —DENEHETRA
EFEDZFET, Smith-Waterman?? 54 XY b A7 UV IREDE 2 —URT 4 v IDEEP TS —ZR5E
2[CEFTUITDIEH. CDLIICER>E—EPLUR—MENDIENDDEFET, -- Aligner.aln
min _scoreDKIDIETUVIALDIFIT 4 T4 )LF—IF. FEBICEBVNY—REFE>T, BEOBEZIY
RO—ILTEFT,

AE=RICDVTDEFER

BHDY— ROV VEVIREZETIEBDEFLLHBODFET, TNF. I—RPvvEYITEND U
T7 UV RAMEBEDMEA DIcsh. RBIFERZHIHIT DIcD(CSmith-Waterman?? 54 X2 b Z2{T DR E. 1B
INDIEENDNRETDHNDTIT, COFEF. —XKI—RENUT7Z7UVRYT /) LAO—EMHDOBME (BIZR.
E b2 LADBEK=16) [SIEDLcEEIC, BBEECERNE D,

FIAROEER

e U—FKRR:!—KIC. EBHOU—RICFEDDY— D, RODU—RICEFRODOY—RFHBELTWVE
9o BVWI—RODRIC, NUPYBIPY—FTVRAIT—ICREZANYTFHHEHE., U—RDOSRE—
HI2RW\WEIXY REIFICUIDDITENDZENHDET, ZNCKD, BLY— RDHNZDED
T4y U UDPUVRAEERIC—HTDHIENTEET . FIAIE. 36 bpU—RTlEF. FRICHD
1EIDSNPH118 bpZBADREDY—RZTOVI L. UT7 LUV REDREZIEITE T, 250 bpdD
U—RT, 27 bp¥— rZT0OvY I 9 SMEERN0.01%ZB I (C(E. SNPHSELETT,

o RNFPIVRKR RFPIVHKU—RZFERATDIE. RODU—-—RFTOVYVEYIRENALELET,
DRAGEN(F. Yy EYVIRBEDHELICN7 Iy MERZFERALE T NICEF. HHR/EDU T 7L
ABEHICHTEDY— Y vEVIZF O TVDDIDDAA MEIFTHAZEIC, FRENSU T 7L
VADA Y RODERRIDUAF 1 —RAF v VDFEANEZENET T, LIeho T XFPIY RU—RT
(F. T2 — MO E#RLE T 54 X bR DT DEERD2M[E(ICTED E T,

o NUPVPRERBIS—F UT7UIYRAEU—ROEMERICHELETDHE. BESNCU—RMDE
DMIEDECNED . UT7UVRETE—HIDRODY— FHREICTED T T,

s YvEVIRODEH  MAPQOMMELCTH. LW —EYT—IDU—R2ZEXYVvEY T TONENSDDE
PICiE. BOWY—RDRICIIDTUL& D UT7UVREDIFL—HULEWVWY — ROHRCE, BV —
REE>T. UIT7LUVREDED—HZRDFDENVEYTTHEDHHDET,

BEAV—RE
--ht-max-ext-seed-lenZ 7> 3 (&, JI\w¥aF7—TJIVIGEMNESNDIERY — RORSIEHIRUE T, %%
DUIT 7 UV ANMBIC—HTD—RY—RELRLUT. —BO—BUZEDHDCENTEETIH., ZDEH

[ClFEmKE Y MEE (--ht-max-seed-freq) NCY—RZEYVEV I TDIRENHDFT, —XT—RDE
&lE. --ht-seed-lenx{E > TIREULEXR T,

—RY— RROBKDEZE. BAY— FRIE. kD Ok+128DE THEELFX T, FHEREIF LROK+128TT,
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¥ —MhRDHIBR

50 bpFiadlJ)— RiEE, BULU—RICDWTIF. --ht-max-ext-seed-lend 7 a v ZHELE T, L
U—RDBE., ¥—RiisRZU—RRELDBH1- 4 bpDL DS, DFNELFPRTDHEVLWVTLED.
ZIF. 36 bpU— RDIFE. --ht-max-ext-seed-len’Z235|CREULEF T, TDREICKD. \waT7—T)b
EILY—HU—REXDOEVY— MERZEHEULER T, RV — RRRIE. SIS, BUORERT Y — RCUY
FoODBH UMV — RO, ¥—RIEREY Y EY IDRRZS | TR T HREMEN DD FET,

BkIC. RODU—RDY— RILRDBHFETEFR T, FIZAE. 100 bpDU—RICH L. --ht-max-ext-seed-
lenZIQICERELEF T o ¥— RIFANEGD > THEZ DITHRSINDD T, RODU— RDT— RIKRZHIR U
TH. TNEEDBEEEFBONT B . THRED LRBk+128TH>TH. BLDY—RFE. ‘RAEY
NMBEE (--ht-max-seed-freq) ZTEIDKDICIRSINE T L. LODHBEE THIRGHIERED(ITINZ 51
FI., NF. =5y bDbw MEE (--ht-target-seed-freq) (IEDIFDIcsD. FiclFERFERIEIAER AR
TV IS HEDTEDDERTHIHTY,

EAkbevMNEE

--ht-max-seed-freq4 7> 3 >&. —bDObywy b (WD 7 LU VRT )/ LDMWUE) [CHT SFIRZHE U
FI, COFPRIF. EDLDIFE—RFCIFILEY— RICHUTHEBMTEER T, HD—XI— KD, BES
NEFREDBZELDY T 7 UV AMEICR v EY ITSNEBE. IRV — R HRZ OIS, IWSKEE
—DY—RIN—=TICHEENDL DT, CDO—KY—RETRICRILERUEFNEED FBA, RAIL
kY —RE (--ht-max-ext-seed-len) THO>TH. B—DUT 7LV AT—RDI)IL—THRZDHIBREX D
HAEVEES, TNSOU T 7LV AMEF. /\vyaTF—J)LCBMENEEA. TDORDO. DRAGEN
FEEEL I—RZE1DEBMULED,

FAEw MEER, 1D5256DBTRELET, COENNSTEDE, DEEBEDY— NIEROBHE T
EC N\ YaF—JLOBENTIS—EBDET. b 2T/ LUT 7 UV ADRIHEEIEIFSTY.
BEICDOVNTDERR

BAt v MEESRSIINEZZEVEES, YvEVIBRILET.

.« HIRENBINEBEVEE. ZOFRTCYYEYITERVNI T 7 LY ABHPELEDET,

o HFRENSDNEBVEE. ¥—MRRDIMELEDE T, CNICKD. NUFP Y hEEFY—T VAT
S—LERBULEV. BR2EY— F—HOEENFEOET,

fefl2U, EBICRWVY—REERR. by bERELT L. VYEVIBEMETRITHZEHHOET,

REFTI—TCHDY— ey bOKRFE(F, XEOYVEVITUETCTIEFHDF R, AREFRAITUY

JETIVHRAT., EEEE. COKRIEFRo ey MOUR—FESNBEIELDBOFT, Ffow Y/ (—

B, REDWRELEDV T 7 UV AMUBDHEHZHRLET . HEDICHEZHDLE v bHZEFEITHE. E

BRORSD—HOMREIH SFHOEENDEREED DD E T,
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AE—RICDVTOFER

BAEwY MEEESDICEETDE. U— ROV VEVIEENME T T EIFLLHNFT, TNIZ.
V—RIYVEVITRERREIND U TP UV IMEDIEZ DI, BELERZHRI T D2 (CSmith-
Waterman?” 54 X 1T D1EE. BIDIEEDRET DD TI,

ALTOV T 4T \v2aF—TIbDF T3y

-

CTCld. UMTOALTOY T 4 J)\w2aT7—JIbF T 3VICODVWCEHFLE T, ALTOV T 4 JZZS0Y

T7UYANSDN\NY 2 aT—=TILOBEICDVT, FULIE 14 X=JD [ALTOV T« T)\wv2a
T ZERUTLEEL,

--ht-alt-liftover

--ht-alt-liftover 7 7>3aI&. ALT-aware /\w 1T —TJ VBRI DD TNA—)\—T7A )LD
INAZIBELFR T ALT VT4 J0ZFDUTFLUVADSREETDERIE. DA TVavhnETT,
hg38DH HBKU hg19 D SAM UTA—)\—=T7A)UIZ. /opt/edico/liftover J#)LF—(CHDFT,

--ht-alt-aware-validate
ALT 0740 ZTUT7PLUANS)\wyaT—TJ)V7aEETHEECE. UIMNF—/I\—T7A1)LZEFED
WWEBHRHDDFT, COBHEHEMETDICIE. --ht-alt-aware-validate # 73/3>/7% false [CERELE TS

--ht-decoys

DRAGEN [&. hg19 8K hg38 U7V ADERZEFNICHEE L. FASTA 774 )UICT A4 HIEIFN
(F. N\w2aT—TIVISGEMNMUERT . TO4A T7A )LD\ RAZIBE T DICIF. --ht-decoys A4 T3> 7zfE
FAUET, #HERE(L /opt/edico/liftover/hs decoys.fa Cd,

--ht-suppress-decoys
J\waT—TJ)ZERERITDEEIC. TOAAT7AIVDERZINZ HICIF. --ht-suppress-decoys 7 7T/3
V7EERALE T,

ht-mask-bed

NRUTSALT T4 TBEZZTHAY [\ BED J7A )V&EIEE I DI, ht-mask-bed 4 T3> 7% 1E
RUET,

ht-allow-mask-and-liftover

RROEVINF —I\—=T7AI)LDOEAZEE>T/\waT7—T)VE#EET BICIE. ht-allow-mask-and-
liftover 7 73> ERAULET,

DRAGENDY IO I 7 A T3y

--ht-num-threads
--ht-num-threads Z#7>avlE. J\waT7—T)VDBEZEIR T DIcHITERTNST—H— CPU ALw
R DERKEZRELF T, COATavOPRAREF 8 T, &K 32 ALYREFTIEETCEEY .
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FRLUTVLD Y —/\—TNLL EDRALYRDEITHT IR—AINTVDEHEE. RAEBEZFERTDHCEZHRE
UEY, BIZRF. DRAGEN U—/\—(F/\A /=X wRHBIEERR 24 7 ZBH L TWLWEIH'D. EICE 32
ZHERAITNRECT, KEMEZFERTDEEICIF. --ht-max-table-chunks HIRE T DNENHDFET, &
DY —)\—TlF 128 GB DAEU—ZERATEET,

e --ht-max-table-chunks
--ht-max-table-chunks 4 7>a>l&. XEU—WICEARICEEIT S 1 GB D/ \w¥aF7—J)LDF v/
BZERPR T D EICKD \vaT—T)UMEEDDAEY—TvhTU NI/ O—)VUE T, BHEA, Fv
VO DIBABICUIC. ZTDBLZT2E (2 GB) DIVRAT LAAXEU—HHEEBINET,

N\y2aT7—=T)UE 2 DREF[OBIIUCTF U IICRENIENE T, FrIDYAXXIFEET 0.5 GB
<X<1GBTIN/\wraF—JIbDYA XL TCELEDFT, fIZIE. 24 GB D/\wv¥aTF—TIUICIE,
0.75 GB DB UeF v OO0 32 ZFNE I N NI TDEAEVZR DLINAL YN THEESNE T,
Ffeo 16 GB D/ \waTF—TJIUICIE, 1 GB DMIZLIEF v Ih 16 BZFNET .

FIEAERE(SF --ht-max-table-chunks T. CHU& --ht-num-threads EBUTY . --ht-max-table-chunks
DR EDR/IMBEIFZ 8 TY, /\wyaT—TJILDF w07 1 DIEHTDICF. XAEU—ITF I/ IANR—
A1 D& ZNERTDALYRDY 1 DIVETH DI, PIHIERETIE. INHDA Tavd—HUT
WET. ULHU. --ht-max-table-chunks 7 --ht-num-threads &KbH. Ffcld --ht-num-threads 7= --ht-
max-table-chunks KDBHRELTDE, BEREDH CEFNTT,

BA XA T3y

e --ht-mem-limit : XEU—®D_EFR
--ht-mem-limit Z 7>a>(&. J\w¥a5F—J)bED—RbSNEU T 7L RS/ LDO'E A TlE AR R
DRAGEN M—RXEU—ZIEF T D EICKD. RSN/ \wvraT7—T)ILDT 4 X1/ O—)LUE T,
--ht-mem-limit 4 73> OYPEREREF. VTPV T/ LB WHG O 4 X(SEWEE(F 32 GB. U7
L ZADT A XBZNEKDBINEVNBEFTHERBDDHDT A XELFDET, BF. CNODYRIREZ
F—=I\—SA T BHIEHFFEAEDDFTE A

o —-ht-size: )\wTarFr—TJ)ILHAX
U7 RS ) DY A XEFERTBEIEAXTEU— (--ht-mem-limit) HD'S@Y)IE/\wa7—J)LDT A X

HEEIDDTIIEFL, BEIDEGIE. COATVavxERLET. T—JILT A XDREICIE. FIEHA
SREDTEFAERTDENHRINE T, --ht-mem-limit (RN ESEUTERLUL T ES L,

V—REMA T3y

o —-ht-ref-seed-interval * ~— KA >5—)\b
--ht-ref-seed-interval 7 7> aldk. J\w¥aF—TJ)VICTEBMESNEU TPV RT /) LDV —RDABE
CABOERZERULET. 12— /VUb1 (WHRE) & IXTOY—RUEBICY—RHEMNE
NdT &%z, Fleo 21 FMIEBED 50% [SEMTSNDTEZRULE T, IEBMEDT R—AEINTUVET,
BRI, 2.5 &FBEITDE. UBD 40% [C—RDEBIMTNET,
ERDOEUTFUY IS —R%E 100% 1819 DICIE. DRAGEN /i—RIC 32 GB DXAEU—HWNETT,
WEOKRERLITFPUVRYT /) LNEERTH5EE. A XIHUT. COATVavzZEUFRT,
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e --ht-soft-seed-freq-cap & --ht-max-dec-factor | — R ZzfE51ET DfcbDYV T MEE LR EFRABS]
V—RODES IE(F BREORE CYyEY TMHREm LS B AICHDEBRNTFETT , —RY—RDEEN,
--ht-soft-seed- freq-cap # 723> CTHRESNC LRZBZ 515G, LRZ FESEVKDIC. Y—MIE
D—ERIEIFIC—RHNBIIENE T . --ht- max-dec-factor 4 73/, ¥—RORKES |IE/REZRL
X9, BIAE. --ht-max-dec-factor 3 Tldk. ZUIFILDY—RD 1/3 L EPMRFFSNE T, Ffe. --ht-
max-dec-factor 1 CIERE5 [EIFTHONETTE Ao

B5IEE V—REY—RDEICKREEF vy THESENKD. EEICITONET. Y—FOES5IEICKD.
B35 IEEUICFEYNMRE D ERRZBR CURDKIIFSHEU I 7V ARE T, Y—Ra/\byIDwE
VIRFRIRTEX T, Ffeo Y—ROESIEICKD, Y—MiRZEEDIENTEDCH., YvEVITD
WIED EFLUE T, BEFXTDTANCIE. Y—RDOBESIED. ZOMDBERBELXVYRLIDBHENT
WBDEWDZEIFEIFASNTWLEE Ao

» --ht-rand-hit-hifreq &--ht-rand-hit-extend : HIFREQL J— REEXTENDL J— RZfEo e SV Y LY
v7lbewy b
HIFREQ &/zld EXTEND LO—bhY \w2 a7 —J)UISEIM SN EEICFA T FHFEDY —NIHTHU T 7
LY ZAEYbDOREETYRDORDDIC, COUVI—RHEMTEDET, HECHUT, /\vaTF—=TJLE
W —E. DS54 AFREREZERL. €D HIT LI1—K2, HIFREQ &/zld EXTEND L1—
REEBITENMTHZEDHTEET,

SV LT UTIVEVDRETHRET SAAVNE. LIR—bENIZT7 54 A/MD MAPQ 72 1IEFE(CHEA
FTODIRYBET, SVILTVTVEvbD TNBSADIKIR T, 754 AXYMIBEDUR—MIERS
NBZEIHBOHFEBA. TNUE. SVFTLYVTIVEYIHEREU T, J\w2aT—T)VOBERAISGERSN
TEAIBED) \A P XA\ IIIEHDS T,

YU TIVewhNEZHBDICIE. --ht-rand-hit-hifreq 72 1 [CERELEX T --ht-rand-hit-extend 24 7>/3/(&.
BTy NMIZHAIRATIE Y NIDTR/IMET T, 0 DIFE. DA T3V FEEINET T, NS
DA T3V DEEFHERINT B Ao

Y—R¥isRa>cO—)IL

DRAGENY — MERIFEIN T, UIT 7 UV RAMBDNY v EVIHELTEDKmerlCH L. MEZBCIHU CE
AENET. ¥Y—RIE —RY—PFRPOERRRE T, 2~148EFTD (WFEEH) . RENICINRSNE
9, BEFIRAT v IS EICHIBICTHIMNENE T, ROILERDDDHBEIE. CNUCKDZDIBDHIRE
DET,

BHEE—RY— RZNZNIC, EMEY— NMRY U —DEEM SN TVNS I ERHDET, FIILY
U—(F/N\y 22T —=TILOBERICER SN, IL—EHSDIKR(F. Y—bRDOYvEY TR, REHKRA
TYICKD FU—RENFT, \v¥aT—TJILEILS—F. 8METOIS=ZVI7)LIU X LZFER
UC. AlREHDHDH 5D Y — MERY U —DARX—AD STRBEEFHDZRLET, CDEE. YvEY
TRELERED/I\S VA% EDH IR NEHHERASNE T, IR NEKZEERIT 0 TV 3 VFUTODES
DTY .

e --ht-target-seed-freq : ¥—U"w bDE v MEE
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--ht-target-seed-freqZ4 7> 3 (&, ¥— MRRDBEIREINE, 12— RHIEO DB E v bZTES
LERT. BAKRKEFNEREVIFE, BREINEY— MERADEL, BLEDET, JNE. ¥— RHEID
NFRVEE, =BT T 7 UV AMBEDOHENZ K EHEEICHDIN ST,

e --ht-cost-coeff-seed-len : >— RRODIX MR
--ht-cost-coeff-seed-len 7 7av&k. V—RIROEESFDIEECE(COARNIVIR—RV/NZEIDHT
£, BINSNBDBEFIANEHEEINE T, CNUF V—RPRLIENIEEDIEE. NI ADEEDP—
TUATS—HFEEL, ELLKIVvEVITSNEWVWWRINEFDIHNSTT, BERAXKEIFNFAENEE, &
RIS —NRRNELIEDE T,

e --ht-cost-coeff-seed-freq . v NMEED A MMREL
--ht-cost-coeff-seed-freq 4 7>/ad. —TwhDbEvMMEEE 1 DOY—RICHUGEINTNDE Y NY
DEICOANIVIR—RVIZEIDHTET, EHNKEFNEREVEE,. SHEEY—RNOESICHRRSN.
SEEIFY—TYNIEIF NS LK EDEBN IS BSNET,

e --ht-cost-penalty : — RIEEROD I SRFILT «
--ht-cost-penalty 4 7>/3ad. —RI—RRZEBADINRICHU., —BICORNZEIDHETE T, KEKE
ZERTETDE. RSN D—RDOHENEDET T, ¥IHAREEIZ 0 T,

e --ht-cost-penalty-incr | IR A T v FD IR MBS
--ht-cost-penalty-incr 7 7>azld. —RI—REHDOBIRERY —NEFRTICH D DT ERFEME S —RIhR A
TYIZENZNTHUC. REIJANZEIDHTET ATV ITHNALVEE . ZEEBINS IR ELIEDET,
TN INSHBRATY IS HFEO TR D& EXTEND L I—RBVMEE T2/ \waT—J )V ANR—
AMMBZ D16, RDETICHD D ST A LDHKIBICRLIFDNSTY, BEAELITNL. I—NRE
W=D/ —RHELIED, JL—hD—x > —RENSU—T DR —RRFE T KOERVWATY I T AT
TIPS UTRNETEDLDITIEDFE T,

NATSAVEBD/\v>a5—T)b

RNA-Seq

B ECTIE. DRAGENIE. /\wv2aT7—TJ)VZHEET D EEICONABTDA T 3 V2B ELER T,
RNA-SeqT —#%7Z%X1T9 &ICl&. --ht-build-rna-hashtableZtruellREL C. RNA-Seq/\v > 1
T EEERTDHENDDE T, RNA-Seq” 54 XV hEHRTTDHE. BBERINDYTT4 LD
MUTIEIEL, AU IF)LD--output-directoryZFERALKT,

CNV

CNVI\A TS+ 2 7%ZHEHT 5HA. ——enable-cnvZtruelCBREULFR T, DN RIE. CNVZ)LIUX
LCTHEASNDEMDKmMer/\wvaxw JZ4ERUEK T, T, -—enable-cnvA T 3 V7EEHTHE
FHEUFXRT, CNUCKD., YvEVIETPSAXY NCRAUN\Y Y 2T7—TJ)7ZE>T. CNVI—)LZE
ITCEFT,
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XF UL

AFIALIA T SA 2V ZFTIBDICF. XFIVERENF/\ v 2T —TIVEEETDINENDD T,
DRAGENIE. YV T)VIRA, FIEFERDTILFICADAFINEINY 2 2T =TV EERTEX T, XF)U
EDEITIE. YV TIVISADI\y 22T —=TIVEERTDIFE S HERDVILFICAD/\ v a7 —=TILED
BELTET UET o XFIUET—TIVDBEEMEFORTICIE. YV TIVISAD/I\y > 2T —=TILODER%Z
HREUEI,

Ny2aF—=TIDFLT N\y2aF—=TILOIAIVR

%N VAVS ¢ --ht-methylated-combined=true
* --ht-seed-len 27
XILFICR e --ht-methylated=true

e --ht-seed-len 27
* --ht-max-seed-freq 16

VT IIADI\w>aT7—T)b

RIS, YV IIKRADIN\Y 22T =TI ZEBET S0ZERLET. CORITIE. UITFPLYRAAVT VD

AT # )Y —Dmethyl convertedT7 4 LT NUDTNITHRE/ v aT7—TIUDBERINET,
dragen --build-hash-table true \ --output-directory SREFDIR \ --ht-
reference SFASTA \ --ht-num-threads 40 \ --ht-methylated-combined=true \ -
-ht-seed-len 27

NIVFIRAD)\w2aT7—T )b

XF)UEZEFEITITDICIF. CETICEBRUIEU D 7 UV ABEZFD/I\vYa17—T)bE. GEAICEBRUTE
UD7 AR ZRFDI\Yy Y 2T —TJIVD2DZEET 2ENSHDFT, —-ht-methylated IV NS
AVATI3VEFERTDE. COZBRDEENICITONE T, ZIRED/\v> 217 —T)blF. --output-
directory ANV RSA VA T3 VU TEESNIE T IV —DRICHD2DDTTF 4 LI NUICERSE
NFEIT, INOYTT o Lo KMJICIE, BEDERICEHHETCCT _converted&GA converted&\D %
FIDMHIBONET, \wyaTr7—TILEFERLUT. XFILE7 A4 X heETITBHBEICE. s, T
T4 LU MJTIFHEL,. -—output-directoryJ # )L —ZSRLF T,

IBEZHICKD, I\ aT—=TJIUh SAEAFEOBERDNHBRSNE T, {ERO/\v Y a1T7—TILOBEERE
FELD/\Y 2T —TIVISA—Y—DFERPDEICEDZEEDHDETRT ., WEEED/\vaT7—T)b
ZHERT HHA(E. UINDA T avDERZEHERELET,
dragen --build-hash-table=true --output-directory S$REFDIR --ht-reference
SFASTA --ht-max-seed-freq 16 --ht-seed-len 27 --ht-num-threads 40 --ht-
methylated=true

ANTFAIERNT7 A IVDIGZFRORE

DRAGEN Bio-It Platform(3 & TERIFD T, AT 7 AIVEHTIT 7 A IVDSAHIFIBE(CETET HHED
BODFET ATy hEEBENT7AIVMRESNTWVWD T 7 A IV AT LADMERTH o feHE. VAT
LE2EDI\T =X VA, ZTDT 7AWV RT LDXIV—T Y TR O THPRESNTULFRVE T, HEBX
MU—IVRTLZENYDY MU COYRTLEDETERE. ATy hEFD Ty MEANI—LT D
CEEHRUET,
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INTD =XV RAZBIFRT DIz, DRAGENT AT AICIE. RAID-OCI)L—HESNIEERSSDT « A0
Ty hNCEBEINSEERT7AIVI AT LB UHIDULERESNTVET, TOT7AIVV AT A
[F. /staging[CNDI Y hENETT, COBEFHEARELEGERTIN. TERENEWVNC EZ8AT DI,
CDRFDDIFoNFT UTce CDOTFPAINVATLAZERT DT « ATDWVWFNHTAREEGNREET D E.
RESNTVDT—IDIRTERDONET,

IBDRE. DRAGENIE. —BR 77 AMILZER L. U—RI\w T ULET, DRAGENTIE. --intermediate-
results-dird 7 a > FERUT. —B 77 A )ZNFEERSSD (Ffcld/staging) "BENT D EZE
<HEBRUZFT, --intermediate-results-dird 7> 3 VHEE SN TWVWIEWEE. —B T 7 1 )U[E--output-
directory[CETAFNEF T, HLANV—I VAT LZIYDV MU, TODVATLEDETA YTy hE
PORTYy hZ2ARN—LATDHEZHREUFT,

A Ty —5 DILIE

FASTQT — % Z#EHT9 DIC(E. dragenOX Y RZEARLET, HIAIKX. 2 J)VIY ROFASTQT 74 )b
EEEMTT DICIE, DAY REFERALUET -

dragen \

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

-1 /staging/test/data/SRA056922.fastqg \

-—output-directory /staging/test/output \

--output-file-prefix SRA056922 dragen \

--RGID DRAGEN_ RGID \

--RGSM DRAGEM RGSM
ARV RSAY AT 3 VOEBICONTIE, 48 A—JD [DRAGENKZ RV T RO T 7] #BRUT
<IEELY,

FASTQF—~UIBD =D AT /Rl

U7 UV R%Z2O—RURCS. 42Ty FFASTQT =5 ZUUETERX T, T—F 2w MIRBEEHIZERL
TLEEW 30xAN\byITE b2Y /LI BY—TY KT (FASTQA > 7w bDSVCF7Z D KT
hERT) IBT BfcHIC. SSDRSATRNED24T7HY—)\—T. NSOV Y RZERITUICEEDRE
FSEIFHERAMNION TI ., REIFE. ATy bOYAXTEBEINDDT, HIAEK. 60xH7/\Lw JIE2EDE;
BODDDET. TIV—LAT—FIEHEOREOIDDDITEA. EBETITDHE, ULFDOXvE—Y (X
JUTDSERITUCBER 77T —2 30T I— M0) BRRSNET !

DRAGEN finished normally
DAY E=ICHEIFT. U=RADY MPNT =X VABEDX NI I AT EDTERREINE T, I
NYRSAVA T aVICEELR G ofema. T5—ICHmIF T, BULIDNVINRRSNET, T5—0
FEERICIE. RIO—ILAREICEDCENHDET,
DRAGENDOIZT 7 A )VICUTA LT bU. SEOSELEUTRIFISDCENTEET,

dragenINY RSA VAT 3VDONVTZRTRI H(CE. POV hZERITULET !
dragen -h
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AXZBICERHSNZOYY BIF. SHHPTVLDICEARESNTCVDEH. ITXFHZFENTNE
9o, AE=T7 YV MR=ANMILBDIS—ZEET DIcHIC. TTTHATD IV MIIF. /opt/edico/
examples/MDY T)VATUT MIREFSNTVET, NSOV MIOEHFIFOESDTT !

IARTCOIVY BIE. FASTQ. FfcldgzipINZFASTQ (fastq.gz) ([CHIRULET. 77 A ILDTERE
(&, DRAGENICKD BEIHICHIIENZE T,

INCOIONY KNI, ATV 3VREZENET, DFD. TTICHAT7AIVHEFET HHG(F. &
MICEETEINET,

IRTOIONY RIE. DRAGENU T 7L VR (U\w¥ar7—T)b) T« Lo hUhY/staging/human/
reference/hg19/hg19.fa.k_21.f_16.m_149. FASTAU 77 > X T 7 A JuhHhY/staging/human/
reference/ng19/ng19.faCH 2 EZRIRICUCWVWE T, MEICIHUT. INSZ. BT r LY
AFIEFT A LI MR TEESRAD CENTEFRT,

IRV REIETRT, Y TIT—%)Cyr—Ih/staging/exanples|TIFESNTVD T EFRIR
[CUTWET (FFIC.fastqT 7 A )b &fastq.gz 7 7 1 )Uld/staging/examples/reads|CTRE ST
BDTENHNIETT) »

INBOIONY R7ZESEITIHICIE. /staging/examples T # )UF —~DEETIAFH T T CAENHE
T9,

IVRY—TIVRDT7SAAVhENUFP VD —-DU T Df

N7 LTVRBAMA > v VCF P ONTwh

LIRDEBDANLET !
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-b /staging/human/unsorted SRA056922 30x el0 50M.bam \
--enable-map-align true \
--enable-map-align-output true \
--enable-variant-caller true \
--vc-sample-name Unsorted SRA056922 30x el0 50M \
--output-directory /staging/examples/ \
--output-file-prefix SRA056922 30x el0 50M \

--enable-duplicate-marking true

F/clE. /opt/edico/examples/paired fastg in dupmark bam and vcf out.shZE{TULFT,

LDBIT. /staging/human/unsorted_SRA056922_30x_e10_50M.bam AT 7 A JLHFEUIEWVES
|[&. /opt/edico/examples/paired fastqg in unsorted bam out.sh AT U T rEERTUT. £
UESCR

NP LURFASTQA > Y VCF 77 O T (FEHERRE)

URDEBDASLET :
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 1.fastg.gz \
-2 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 2.fastg.gz \
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--enable-variant-caller true \

--RGID Illumina RGID \

~—RGSM SRA056922 30x el0 50M \
--output-directory /staging/examples/ \
--output-file-prefix SRA056922 30x el0 50M \

e FKJzlF. /opt/edico/examples/paired fastq in vcf out.shZEEITUFHRT,

ZOBIF, TV RY—ITY RCRITITDCHICHEE UKIFTNEESEVR/NEDA T2 3V ZRULTOE
I PIHRECIE. EEN—FVIREERTINTG. BAMFP D Ty MIERENEEA.
NP LURFastga Y Ty V—NEH CTEBNY —F T BHDVCF 7 O T vk
e BIFOESDODAAULET !
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 /staging/examples/reads/SRA056922 30x_ shuffiel6k el0 50M 1.fastg.gz \
-2 /staging/examples/reads/SRA056922 30x shufflel6k el0 50M 2.fastg.gz \
--enable-variant-caller true \
--RGID Illumina RGID \
--RGSM SRA056922 30x_el0 50M \
--output-directory /staging/examples/ \
--output-file-prefix SRA056922 30x_el0 50M \

--enable-duplicate-marking true

o FfelE. /opt/edico/examples/paired fastq in dupmark vcf out.shZEZE{TUERT,

N7 LVRFASTQA > Tvb VYV —NEHFBAMEVCF 7 DN T

o BIFOEBSDODAAULET !
dragen -f
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 /staging/examples/reads/SRA056922 30x_ shuffel6k el0 50M 1.fastqg.gz \
-2 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 2.fastg.gz \
--enable-variant-caller true \
--RGID Illumina RGID \
--RGSM SRA056922 30x _el0 50M \
--output-directory /staging/examples/ \
--output-file-prefix SRA056922 30x _el0 50M \
-—enable-duplicate-marking true \

--enable-map-align-output true

o FfclE. /opt/edico/examples/sorted bam in vcf out.shZEZE{TUEXT,
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N7 LVRFASTQA 2 TYb VY —NBEHSAMEVCFZ O T vk

e BIMODEBSDOAAULET !
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 /staging/examples/reads/SRA056922 30x shufflel6k el0 50M 1.fastqg.gz \
-2 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 2.fastg.gz \
--enable-variant-caller true \
--RGID Illumina RGID \
--RGSM SRA056922 30x _el0 50M \
-—output-directory /staging/examples/ \
--output-file-prefix SRA056922 30x _el0 50M \
-—enable-duplicate-marking true \
--enable-map-align-output true \

--output-format SAM

o FfzlE. /opt/edico/examples/paired fastg in dupmark sam and vcf out.shZEE{TUFT,

X7 TVRFASTQA 2V TV —NEHCRAMEVCF 7 O

o BIFDESODANULET !
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 1.fastg.gz \
-2 /staging/examples/reads/SRA056922 30x_ shuffiel6k el0 50M 2.fastg.gz \
--enable-variant-caller true \
--RGID Illumina RGID \
--RGSM SRA056922 30x _el0 50M \
--output-directory /staging/examples/ \
--output-file-prefix SRA056922 30x el0 50M \
--enable-duplicate-marking true \
--enable-map-align-output true \

--output-format CRAM \

o FJcld. /opt/edico/examples/paired fastqg in dupmark cram and vcf out.shZEE{TUFRT,

NP IURFASTQA Vb V—NEHFBAMEVCF P O Ty UE—N I T /5 A E2IVCF
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 /staging/examples/reads/SRA056922 30x shufflel6k el0 50M 1.fastg.gz \
-2 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 2.fastg.gz \
--enable-variant-caller true \

--RGID Illumina RGID \
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--RGSM SRA056922 30x el0 50M \

--output-directory /staging/examples/ \
--output-file-prefix SRA056922 30x el0 50M \
--enable-duplicate-marking true \
--enable-map-align-output true \
--repeat-genotype-enable true \
--repeat—-genotype-specs /opt/edico/repeat-specs/hgl9 \
--repeat-genotype-sex female \

--repeat-genotype-ref-fasta /staging/human/reference/h19/hgl9.fa

T SA XD HDH
TNSDBICTRENET 54 AV MDY I—Y 3 VFINT, IV RY—TY RDT—ATHEATEET,

RYEVIIPSAAIN I ITIIVROFASTQA Ty V—NEH#FBAMP UM T vk
(FHEE)

o LUITDESDODANULET -
dragen —-f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 /staging/examples/reads/SRA056922 30x randl 100K.fastqg \
--output-directory /staging/examples/ \
--output-file-prefix SRA056922 30x randl 100K \
--RGID DRAGEN RGID \
--RGSM DRAGEN_ RGSM \

e ZFHJzlE. /opt/edico/examples/single fastq in bam out.shZ@ZE{TUFERT,

RYEVIITSAAIN I VTIIVRDFASTQA VTvb . V—NBEHTEEY—F T
BHDBAMF7 IR Tvh

e BIFOEBSDODAANULET !
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 /staging/examples/reads/SRA056922 30x randl 100K.fastqg \
--output-directory /staging/examples/ \
--output-file-prefix SRA056922 30x randl 100K dup marked \
--enable-duplicate-marking true \
--RGID DRAGEN RGID \
--RGSM DRAGEN RGSM

e FHfzlE. /opt/edico/examples/single fastq in dupmark bam out.shZxZE{TUFERT,
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RYEVIITSAXIN RPIVROFASTQA Ty V—NEHFBAM7 IR Ty (FHAEERE)

s HUTDEBSDHASLET :
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 1.fastg.gz \
-2 /staging/examples/reads/SRA056922 30x_ shuffel6k el0 50M 2.fastqg.gz \
--output-directory /staging/examples/ \
--output-file-prefix SRA056922 30x el0 50M \
--RGID DRAGEN RGID \
--RGSM DRAGEN RGSM

e ZFHJzlE. /opt/edico/examples/paired fastq in bam out.shZ@ZEITUFERT,
RYEVI /T SA AN NP IVRDFASTQA VTvh . V—NEHCRAM7Z IR T

o BIFOEBSDOAAULET !
dragen —-f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 /staging/examples/reads/SRA056922 30x_ shuffiel6k el0 50M 1.fastg.gz \
-2 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 2.fastg.gz \
--output-directory /staging/examples/ \
--output-file-prefix SRA056922 30x _el0 50M \
--output-format CRAM \
--RGID DRAGEN RGID \
--RGSM DRAGEN RGSM

o FfclE. /opt/edico/examples/paired fastq in cram out.shZxZE{TUEXRT,

IYVEITITSTAAIN RPIIVRDFASTQA 2V Tvh,. V—NEH TIEEHRDBAM
Vsl oAVl

dragen -f \

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

-1 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 1.fastg.gz \
-2 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 2.fastg.gz \
--output-directory /staging/examples/ \

--output-file-prefix uncompressed SRA \

--enable-bam-compression false \

--RGID DRAGEN RGID \

--RGSM DRAGEN RGSM

RYEVI /T SAAINRFIVRDFASTQA V Tyb . V—NEH#SAMTP IR T vk

« LUFOEBDOAANULET :
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dragen -f \

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

-1 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 1.fastg.gz \
-2 /staging/examples/reads/SRA056922 30x shufflel6k el0 50M 2.fastqg.gz \
--output-directory /staging/examples/ \

--output-file-prefix SRA056922 30x _el0 50M \

--output-format SAM \

--RGID DRAGEN RGID \

--RGSM DRAGEN RGSM

o FfclE., /opt/edico/examples/paired fastq in sam out.shZxZE{TUERT,
PSARXIN XRTFIURDFASTQA VTvb. RKRY—MDBAM7Z O Ty

c HUTMDEBDOAANULET :
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 1.fastg.gz \
-2 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 2.fastg.gz \
--output-directory /staging/examples/ \
--output-file-prefix unsorted SRA056922 30x el0 50M \
--enable-sort false \
--RGID DRAGEN RGID \
--RGSM DRAGEN RGSM

e FKJzl&F. /opt/edico/examples/paired fastq in unsorted bam out.shZ@ZE{TUFKT,

RYEVTIP AKX R—IUFeRT TVRDFASTQA T,

BAM7 YT vk

o BIFOESDODAAULET !
dragen —-f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 /staging/examples/reads/SRA056922 PE 30x randl 10K interleaved.fastqg \
--interleaved \
--output-directory /staging/examples/ \
--output-file-prefix SRA056922 PE 30x randl 10K interleaved \
--RGID DRAGEN RGID \
--RGSM DRAGEN_ RGSM

e ZFHJzlE. /opt/edico/examples/interleaved fastg in bam out.shZEFE{TUET,

XE&ES 1 200005495 v00 JPN
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RNARYEY T ET S A4 XD DE

RvEVT/T7ZA XY bDOHOHNET T, RNAICERTEEFRT, ANV RCTEDRIE. --enable-rnaz—~
a3 EruelCERTEITDECAREITTI . DRAGENIE. BEIICRNABRD/\v > a7—J)L7%EIR U,
RNARTSA R SAFT—7ZFRAUAIBLET .

INSOBITEARSNS/\v 2T —T)UIE, --ht-build-rna-hashtable trueZ 7% 3 272 {E > CTEM T D ik
ENHOET, 2LV E. ETHRHL. ROKDIPFEILS—DHERREINE T,
ERROR:The specified hashtable directory cannot be used to run RNA:
/staging/examples/reference/hgl9/hgl9.fa.k 21.f 16.m 149
CDRDIELS—DRRSNIAFE. --ht-build-rna-hashtable true4 72/ 3> 7Z&E>C. J\w>a 57—
EBEEERUEXT,

RNARYEYV T /T SA AN RFP IVROFASTQA 7y BAM7 O T vk

dragen —-f \

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

-1 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 1.fastg.gz \

-2 /staging/examples/reads/SRA056922 30x_ shuffiel6k el0 50M 2.fastg.gz \

-—output-directory /staging/examples/ \

--output-file-prefix SRA056922 30x el0 50M \

--enable-rna true \

--RGID DRAGEN_ RGID \

--RGSM DRAGEN RGSM
PIFOORYY RSAVEITIE. BELEF7/T—Y3VDADIgH I 7 A ILADI R ZZTBMNINY RS A
VAT 3VEFEDT. BNA-SeqT —F DN VEV T/ PSA XY bENFKT, BT/ /T—Y3VT7
AIICEKD, FRICRET DD TIIEL) BHDATSARI v 7Y avD—EBENRESND D,
Ny EVINREENE T,

dragen -f \

-r <HASHTABLE DIR>

-1 <FASTQ1> \

-2 <FASTQ2> \

-a $/reference genomes/annotation/GTF/S$Sgencode.annotation.gtf

--enable-map-align true \

-—enable-sort=true \

-—enable-bam-indexing true \

--enable-map-align-output true \

--output-format=BAM \

--RGID=<READ_ GROUP_ID> \

--RGSM=<Sample NAME> \

--RGPL=<LIBRARY> \

--config-file /opt/edico/config/dragen-user—-defaults.cfg \

-—enable-rna=true \

--output-directory <OUT DIR> \

--output-file-prefix <PREFIX>
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RNAEE

B FEGRSEYDOREEEZETIDICE. RDOA T3 V7ZEEMULET !

--enable-rna-quantification true
--enable-rna-quantification B’ truelCBREINTWVDIBEE. GCI\A P ABIELEARET. --rna-
quantification-gc-bias=BL T dMEFHD T B . Ffc. SATSU—FA T EEENICHREINDD
T. --rna-quantification-library-type’zs%E 9 D WE(FdH D XA,

8| o=
SATSU—5ATOEREF. XFPIY RT—FTOHMERELFXT ., Y VTIVIY RT—FD
158, --rna-quantification-library-type# 7 3 V=R ELT. A4 TSU—ZIBEITDHNENDD
9,

RNA Fusion

BILFRIGREZRITIBICIE. RDA T 3 V7ZEMULET !
--enable-rna-gene-fusion true

METIESA TSU—IHMERSINEVD T, EETDHEIFHDEE .

TES/LIVEVTETSA AV RDB
INATIWTPA NI =TI TF = ESICIET /L (XF)UE) XvEVITETSAXY MERTT
BEIC, FTF. RDKXDICULT. XFIUMEBFBRADU T 7LV RI\w 22T =TIV ZERT dRENRHO KT !

mkdir -p /staging/human/reference/hgl9 epigenome

dragen --build-hash-table true \

-—ht-reference /staging/human/reference/hgl9/hgl9.fa \

--ht-max-seed-freq 64 --ht-seed-len 27 --ht-methylated true \

--output-directory /staging/human/reference/hgl9 epigenome \

--ht-alt-liftover /opt/edico/liftover/hgl9 alt liftover.sam
glRdDdragenI¥ > R[&. /staging/human/reference/hgl9_epigenomeD NI, GA_convertedd
CT_convertedD2DD/\wv¥a1T7—TJ)IT 4 LT MUZEERLET, CT_converted/\waT7—T)b
F. UDFPUVRY—TVADECEEZTICEBRIT D EICEIDEREINE T, BHk(C. GA converted
Nw2ar—=JIUE. UIT7UYRY—TVADEGERZAICEIRT D EICKIDIEREINE T, 18EE
BICEKDIERSNICY 77 UV RFEMEDRENSNE T, Ffc. BHaOEODzH. BHIES / LTIEE
B, N\v2aF—=JILD¥—RFR5I# (--ht-seed-len) H27(CTHEPENFT (— FROFHEREF21)
--ht-alt-liftover®DS1 O (C--ht-alt-aware-validate falseZ 7 3 272 {ERATEF T, 2L, hgl19.fal T 7
UYRICKREDVT 4 IHWFHET DIcsh. dragenyvEV T DRENKEHFEEZITE I,
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IES ) LRYEITI7SAX N ToLOYaFIL7aa—=)b. VT ILIROFASTQ
47y . BAM7Z O Twbk

TaLoY3aF)b (Lster) ORIV NATFIVT7A b—T VI VTIN5 MEFHELIDD S HB2
DO U—RZERLET. Lo T, --methylation-protocol=directionalZz 7 a > ER UIcBE.
DRAGENIE. 2DDR T MEMEICHINT HHMICH LT, &FU— RXEEU—RRPZ2E7 54 X ~
LET. LIFODRAGENINY Y R, 2DDEFEDBAMT 7 A JU7ZZER LEXT -

mkdir -p /staging/epigenome/directional

dragen -f -r /staging/human/reference/hgl9 epigenome \

-1 /staging/epigenome/reads/sample 1 Rl.fastg.gz \

-2 /staging/epigenome/reads/sample 10 R2.fastqg.gz \

--RGID Illumina RGID \

--RGSM sample 10 \

--RGPL illumina \

--output-directory /staging/epigenome/directional \

--output-file-prefix sample 10 \

--methylation-protocol=directional \

-—-enable-sort false

IS ) LRYEITITSAAIN T4 o23aF)Ib7ORI—=IL. RT7ZITVRDFASTQ
1427y . BAM7Z O vk

T4 o2 aF)bT7ONI-IIE ADDINABIVT 7 A =T VIV ITRA TV REHITRTH S
U—RZEHLET . TDfcsh. --methylation-protocol=non-directionals &7z E B UicH&. DRAGENIE
BFU—RZ4E 7 SA AV MU, 4DDEHEDBAMT 7 A JL7ZZER LE T,

mkdir -p /staging/epigenome/non-directional

dragen -f -r /staging/human/reference/hgl9 epigenome \
-1 /staging/epigenome/reads/sample 10 Rl.fastqg.gz \

-2 /staging/epigenome/reads/sample 10 R2.fastqg.gz \
--RGID Illumina RGID \

--RGSM sample 10 \

--RGPL illumina \

--output-directory /staging/epigenome/non-directional \
--output-file-prefix sample 10 \

--methylation-protocol non-directional \

-—-enable-sort false

NUFPVRI—-U2 T DD

NUP Y SO=U2ITDHDANE. BEFDT 54 X MEHFBAMETZIECRAMY 7 A )L7ZE#. DRAGEN
INUP Y N I—=2—(TEIHEZRUE T, #BIERECIEF. BAM/CRAMT 7 A )uid. NUFP > hO—UY
JDRl. V=T A VITBRETESNE T,
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DRAGEN/N\U 77> b O—5—ZF{T9 D81lc. BAMI 7 AI)LZEEN—F2TTDICF. RIDY—)L7ZfE
B9 2nENHDET, DRAGEN Duplicate Marker(d. BAMZ 7 A JURICHFELULEWS W I\—/7 A F—
DIRHT DIEMICHKF LETI . DRAGEN Duplicate Marker’Z;5H T 2 (. DRAGENZILY MY—I 2V K~
T RNCEARALET,

INSOINY MITA Ty bEUTERETNSBAM/CRAMT 7 A )UIE. BV TILT—F v bIIEFS
FNTCVEBA, INSIE. 28 X=TJD [7TAAXY bDOHDBI] [CHDHINY MI7ZEEDOTERT D
CENTEFET,

KY—FBAMA 2Ty VCF7 ORIy (¥HAEEE)

o UMDESDODANLET :
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-b /staging/examples/unsorted SRA056922 30x el0 50M.bam \
-—enable-variant-caller true \
--output-directory /staging/examples/ \
--output-file-prefix unsorted output SRA056922 30x el0 50M \

--enable-map-align false

e FHJzlF. /opt/edico/examples/unsorted bam in vcf out.shZ@ZEITUFHRT,.
V—NEHBAMA Ty VCFP7ONTvh

e BITFOEBSDODAAULET !
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-b /staging/examples/SRA056922 30x el0 50M.bam \
-—-enable-variant-caller true \
--output-directory /staging/examples/ \
--output-file-prefix sorted output SRA056922 30x el0 50M \
--enable-map-align false

-—-enable-sort false

e ZFKJzlE. /opt/edico/examples/sorted bam in vcf out.shZEFE{TUET,
V—k&HCRAMA TN VCF7 IR Tvh

o LUIFDESDODANULET !
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-—-enable-variant-caller true \
--output-directory /staging/examples/ \
--output-file-prefix sorted output SRA056922 30x el0 50M \
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--enable-sort false \
--enable-map-align false \

--cram-input /staging/examples/SRA056922 30x el0 50M.cram

e ZFfzld. /opt/edico/examples/sorted cram in vcf out.shZR{TUEI,

SomaticAE—)L/I\UF7 > ka—5—Dfl

Tumor-Normal BAMA > v hA T 3 U ZEFERUL TS EEC. BAMU—RI)IL—THRGIDZHF LT
WBHE. DRAGENIE. U—RAFIBI DU — RIIL—TEHMTEF E . BENICIE. U—RI)IL—F
CEICELDRGIDZERDONETI N, --prepend-filename- to-rgid7ztruelCFREL T, COMEEZLIET D
CENTEED,

NP7 IVRFASTQA VTvh

dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

--tumor-fastqgl /staging/examples/reads/SRA056922 30x_ shuffiel6k el0 50M
1.fastg.gz \

--tumor-fastg2 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M
2.fastg.gz \

--enable-variant-caller true \
--RGID-tumor DRAGEN RGID \

--RGSM-tumor DRAGEN RGSM \
--output-directory /staging/examples/ \
--output-file-prefix SRA056922 30x el10 50M

V—KNEH#BAMA 2V Tvb

dragen -f \

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
--tumor-bam-input /staging/examples/SRA056922 30x el0 50M.bam \
--enable-variant-caller true \

--output-directory /staging/examples/ \

--output-file-prefix sorted output SRA056922 30x el0 50M \
--enable-map-align false \

--prepend-filename-to-rgid true

gVCF&ETI T /5 EV T DY

N7 IVRFASTQA Vv gVCF7 IR Tvhk

e UTMDESODANLET !
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dragen -f \

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

-1 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 1.fastg.gz \
-2 /staging/examples/reads/SRA056922 30x shufflel6k el0 50M 2.fastqg.gz \
--enable-variant-caller true \

--vc-emit-ref-confidence GVCF \

--RGID Illumina RGID \

--RGSM SRA056922 30x el0 50M \

-—output-directory /staging/examples/ \

--output-file-prefix SRA056922 30x el0 50M

o FfclE. /opt/edico/examples/paired fastqg in gVCF out.shZxZE{TUEXT,
gVCFA 2V TvyhNC&kBDIaqba—)b

s DIFOESDODAANULET !
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
--enable-joint-genotyping true \
--output-directory /staging/examples/ \
--output-file-prefix Joint SRA056922 30x el0 50M \
--variant /staging/examples/SRA056922 30x el0 50M.gvcf.gz

o FfclE. /opt/edico/examples/single gVCF in jointVCF out.shZxZE{TUEXRT,.

PedigreeX—ADIaA /I /FALEVT :3DDgVCFI 71 ILE1DDpedigree
7LV TN TaA NI /) FATHEMCF7ZINTvh

dragen -f \

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
--enable-joint-genotyping true \

--output-directory /staging/examples/ \

--output-file-prefix Joint SRA056922 30x el0 50M \

--variant /staging/examples/mother.gvcf.gz \

--variant /staging/examples/father.gvcf.gz \

--variant /staging/examples/child.gvcf.gz \

--pedigree-file <PEGIGREE FILE>

12AFYTEAR—-RADIaA /I /) 54V T :gVCFL Y Ty Jaq Iz /
AL TBEHIIVFHTIV7IRTYE

dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

--enable-joint-genotyping true \
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-—output-directory /staging/examples/ \

--output-file-prefix Joint SRA056922 30x el0 50M \

--variant /staging/examples/SRA056922 30x el0 50M.gvcf.gz

2RAFTYITEKANR—RADIaA VI /54 EV T :gVCFURN Ty Jaq4VhIx/
AL TBEHIIVFYTIWCF7ORTvh

FARTYITIE. PO Ty bEULT, YIVFUVTIWCFBERINE T, CDRAT v I TlE. gVCFLU
ANZEAVTY hETDUTDINY RSA VAT a3 VhERINE T,
dragen -f \

--enable-gvcf-genotyper true \

--enable-map-align false \

--variant-list ${GVCF_LIST} \

--ht-reference ${FASTA REF} \

--intermediate-results-dir ${TEMP DIR} \

--output-directory ${OUTPUT DIR} \

—--output-file-prefix ${COHORT NAME}
F2ATVITIlF. I3aAV NI ) IATEHDVIVFU Y T)WCFREREINE T, TDAT W ITlE.
FART VI TER SN IVLF UV TIWCFZA >V Ty hETHLUTDINY RSA VAT 3 VSRS
NEKI, YILFUVTILWVCFZIEET DICIE. -- variantZfERLE T,

dragen -f \

--enable-joint-genotyping true \

--variant ${MULTISAMPLE VCF} \

--ref-dir ${FASTA REF} \

--output-directory ${OUTPUT DIR}\

--output-file-prefix ${COHORT NAME}.joint genotyped

K2 IVIaAVPI-UVIE—REBETDANT7AIb. BROORY RSAVF T3V

&9 SVCF

ATT7A)L

pedigree
74 ILDEER
ARVRSAY
FTvav

EMY3A U
J—=)LNILFH Y
7JLgVCF

TILFHUII
FEGVCFI7A )L

EARLIEL

--enable-joint-
genotyping true-
enable-multi-
sample-
gvcf=TRUE

XE&ES 1 200005495 v00 JPN
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TJr=U—I34
NI—=)LXILFHTIL
gVCF

TILFHYII
HFEQVCF 71 )L

EHTD

--enable-joint-
genotyping true --
enable-multi-sample-
gvcf=TRUE --pedigree-
file file.ped

=S NIDER SN
J—=I)L¥IUF
> 7)LVCF

NILFH VTR
AgVCF 774 )b
FRITIFXE DI
UIcgVCF o714 )b

ERLEN

--enable-joint-

genotyping
true

Jr7=U—

JaA I
NILFTTILVCE
NIVFHTIIL
HagVCF 774 )L
I EXE DR
LIcgVCF I 74 )b

EHTD

--enable-joint-
genotyping
true --
pedigree-file
file.ped

37
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ANLYIANIG AL R— DB

DRAGEND#IERERETIE. 27/ LAlICHTHU— ALy IDUR—hENET, Koo ©UANADEET
dNE. =7y SBEDBUIR— bOMREEDE T, ALY IDUR— MEFF3DERCTIEECEE T,
BIROAITIE. DRAGENIZKD, cov_reportd., EBMDA/N\L Y IBEHIADIull_res®2DDH)\L v
JUIR— bDMERENE T,

dragen -f \

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

-1 /staging/examples/reads/SRA056922 30x shufflel6k el0 50M 1.fastg.gz \

-2 /staging/examples/reads/SRA056922 30x shuffiel6k el0 50M 2.fastg.gz \

--RGID Illumina RGID \

~-RGSM SRA056922 30x shuffel6k \

--output-directory /staging/examples/ \

--output-file-prefix SRA056922 30x_el0 50M \

--gc-coverage-region-1 /staging/examples/reads/vc_smoke.callable.bed \

-—gc-coverage-reports-1 cov_report full res
full resLi— M. Bedtoolsh/ WLy Y7 TS 3 VICHIG L. 1E1DHI D ORIKE — KEEESH
F I cov_report(d, FREDFHE HRE. FXE. RIMELFE. BEIDHEODOU—NREYYU—
ZEHET

CNVOH

INSDRIF. ITTICRYvEVITBRUOTSA A bDFEATVDBAMT 7 A )L7%. DRAGEN CNVZfED
TUIET D755 ULTVET . DRAGEN CNVI\A TSAVFEILT /=X SA 8- a2V EEBY YT
ILDIRRILD2DDE— RZFIR— b LTVET,

TILT /=S4 =3 VICE. enable-cnv=truez 7> 3> 7%&E>T. DRAGEN/\wv¥a157—"J)L%E4%E
W DNENDDET, CNVESEE(CEITI DIBEE. AT, CNVHR/\wvIaTF—JILEER T D Ex
WELUEI,

enable-map-align4 7> 3 V1%, FIERERE ClE. 8T 7 A )L CtruelTERESN TV T, 7w bBAM
DRYYEVTET T4 XY MHBMEBIEWVSE(FE. falselCBREULFRT .

--intermediate-results-dirZ 7> 3> (c@O0—A)LT« Lo bU (fl : /staging/intermediatezHc(E/
local ssd) ZEREITDNENDDET, 7O UKLE. CNVAT v TTOUNBREN R < /LD ORI H D
DEI,
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VT /= SAE—YavEEcET
B—T Y T)VOWGSHIEICIE. BIL T/ —XSAE—Y 3 VHBMFATITONE T, BAMIE. OX Y RS A
J1DT. CNVIA TSA V2R 7ZRE T,
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-b /staging/examples/SRA056922 30x el0 50M.bam \
--intermediate-results-dir /staging/intermediate \
--output-directory /staging/examples/ \
--output-file-prefix dragen cnvl \
--enable-map-align false \
--enable-cnv true \

--cnv-enable-self-normalization true \

IEEYTILDINRIVEESTEET

EBYYTILDI XV ZEo 7 TO—F Cld, AT DY TILTNZTNISH U Ctarget.counts 7 7 1)U
ZHONUHERUTCHBLMENDD. JREICIDIOVY R ZHRITLT, /—~NTAE—r 3-8
U772 b O=)LZITVE T,
BAMA > TJw bEESTY =0y bAOD Y MR T HfcHIC. ZOTVT)ILINY BlE. BAMT 7 A )LD
PIAXY DS, U=RADY b ZZTYITFIVZEMEBL. /=X SAE—Y 3V ATy I TERSINS
*target.counts 7 7 AW ZERLE T, ¥—w bADY ME. BTHROEET Y JIVEEEY Y TIVZES
. 412TY bBAMT 7 A )L EICETETDREND D KT,

dragen -f \

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

-b /staging/examples/SRA056922 30x el0 50M.bam \

--intermediate-results-dir /staging/intermediate \

-—output-directory /staging/examples/ \

--output-file-prefix dragen cnvl \

-—enable-map-align false \

--enable-cnv true
MROINY RIE. /—NSAE—230%ZRTL. CNVI—)LZERULET. EBYYTILE. EBYY
TILD* target.counts 7 7 A JLNDINRZ M T DT F AT 7 A)U (TDHEITIEnormal . txt) [THIZFEE

NEKI, T—AT U T)LD* target.counts 7 7 A JLDIEEICIE. -- cnv-inputZd 7 3 V2 FRULET, D
BIClE. 4>~ 7w bDgcbiasfEIEIFHEMEEINTNE T,
dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
--intermediate-results-dir /staging/intermediate \
--output-directory /staging/examples/ \
--output-file-prefix dragen cnv2 \
-—enable-cnv true \
--cnv-input /staging/examples/dragen cnvl.target.counts \
-—cnv-normals-list normal.txt \

--cnv-enable-gcbias-correction false
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FASTQALIE

ZDAIF. FASTQU >V TIbh B, BILT ./ —X54A4E—3>F— NCDRAGEN CNVI—5—%Z%E1T
LET. £ FASTQDVY Y EV T ETSA X h2ITUV filI T, BE. CNVI—)LULET, CDAT v
JIiE NNUPY R O=UV T EMBPEDEHENTEXT,

dragen -f \

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

-1 /staging/examples/reads/SRA056922 30x_ shuffiel6k el0 50M 1.fastg.gz \

-2 /staging/examples/reads/SRA056922 30x_ shuffiel6k el0 50M 2.fastg.gz \

--RGID Illumina ID \

--RGSM SRA056922 30x_shufflel6k \

--intermediate-results-dir /staging/intermediate \

--output-directory /staging/examples/ \

--output-file-prefix dragen cnv \

--enable-map-align true \

--enable-cnv true \

--cnv-enable-self-normalization true

De Novo CNVI—)LDET

De Novod—/)UICI&. BEICE—Y VTR CER U/ =X SA XKEHDVITFILT 7 AL (*in.tsv)
BNETY . pedigree” 7 A ILHMEHINTLSIEE. de novolkBEEde novor 4 U T « XAO7H. FHin&
B TILDLUI—RNCTP /) T—3VENET,

dragen -f \

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

--cnv-input father.tn.tsv \

--cnv-input mother.tn.tsv \

--cnv-input child.tn.tsv \

--intermediate-results-dir /staging/intermediate \

-—output-directory /staging/examples/ \

--output-file-prefix trio cnv \

--pedigree-file trio.ped \

-—enable-cnv true

(FHHRRCNVI—ILDREIT

AFHIRCNVI—)LICF. BBEUY Y TIVEROZNINYFITIERY Y TIVARETT, &F. YVFTD
EBU YT ZEBHIRRIIRAE—)L/\U 7> hO—5—(3@UT. *.hard-filtered.vef.gzZ{ERL T D AED
HHFT, BU. DR O>TLINE. TV TIVDMURIZIEET S EZHERULF T,

dragen -f \
-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
--tumor-bam-input tumor.bam \

--intermediate-results-dir /staging/intermediate \
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-—output-directory /staging/examples/ \
--output-file-prefix somatic cnv \

-—enable-map-align false \

-—-enable-cnv true \

-—-cnv-normal-b-allele-vcf normal.hard-filtered.vcf.gz \

-—-sample-sex female

&SR I—)LDsl

BIEZ I 1—)UERDE— R CRITCEXT

e RYVRFOYV XYvEVIENIEBAM/CRAMANZ 7 AL BETEINE T, --enable-map-
align=falsez 7% 3>/ &--enable-sv=trued 7> 3 VH\hE T,

* A DRAGENY Y /\—/7 S AF—DHFITEENICRITENE T, --enable-map-align=true.
--enable-sv=true. --enable-map-align-output=truezt 7> 3 >V HETTY,

BEZA I—)UIE, DI —S5—EEBICHEPETEFY,

=SR]

dragen -f \

--ref-dir <HASH TABLE DIR> \
--enable-map-align true \
--enable-map-align-output true \
-—enable-sv true \
--output-directory <OUT DIR> \
--output-file-prefix <PREFIX> \

-1 <FASTQ1> -2 <FASTQ2> \
--RGID <RGID> \

--RGSM <RGSM>

AZVR7OYDIaA Vb ZEBEI—)LOs

dragen -f \

--ref-dir <HASH TABLE DIR> \
--enable-map-align false \
--enable-sv true \

--bam-input <BAMI1> \
--bam-input <BAM2> \
--bam-input <BAM3> \
--output-directory <OUT DIR> \
--output-file-prefix <PREFIX>
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A VR7Z0OVDDe NovoZAUFT 4 A7 U T DA

dragen -f \

--variant <TRIO _VCF _FILE> \
--pedigree-file <PED FILE> \
-—enable-map-align false \
--sv-denovo-scoring true \
--output-directory <OUT DIR> \
--output-file-prefix <PREFIX>

R/J\EXE CDBCLHMSFASTONDE R
ZDBITIE. DRAGENEEALT. llumina BOLIEZD 7 7 A LEAET 5 1555% R L&D,

CDOBITHERETNSBCLT « LT bUIE. BV TILT—F I\ —I(CESFFNTLE B A,
/mnt/san/131022 hsxten008 0123 FC543%HEVDBCLT « LT MU TETB|A TLEETL,
o HFDEBDODANLFET !

dragen --bcl-conversion-only=true \

--bcl-input-directory /mnt/san/131022 hsxten008 0123 FC543 \

-—- output-directory /staging/examples/

e FKJclF. /opt/edico/examples/bcl in fastqg out.shZEEITUFXRT,

S3BKLUHTTPANI—LA 2Ty Df

DRAGENIZ. S3/\Tw bpoBEE. ek, AV Ty hAMU—LAEUTHSNTLBHHTTPERMNEURL
hSE#E. AT 7A)ZRMECTEXT, IBORIIC. ANT 7AW ZO—A)ILT« XA0(CFDO—-KU
THELMEBIFEDDF R, KDODIC, ZNSDT7AIVH. Ry NI—UREBATER., DRAGENTOtz Y
T "AN=LENZFT,

A BU—LlE. EfEESNZFASTQ (*fastg.gz) 77 AL CTHIR—bENTVET . DRAGENDSED)\—
V3 VTlE BAM (“.bam) 77 AILDEDA MU—LHYR—FENEFECT, 12TV bAMI—LA
(& Y2 J)VITY RFASTQ. N7 IV RFASTQ. 8KUFASTQU R hZ2EHAT DI NTCOBM CHEATE
F9. ULTRDAIT, 42Ty bRANI—=LDEVHGZVSDODETLET,

S3%EAULIEFASTQA Ty D ARI—L

dragen -f

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 s3://s3-bucket-name/path/to/object 1.fastg.gz \

-2 s3://s3-bucket-name/path/to/object 2.fastg.gz \

--RGID object ID \

--RGSM sample name \

--output-directory /staging/examples/ \

--output-file-prefix streaming
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HTTPZ{ERUIZFASTQL Y FwhDRRNI—Ls

dragen -f

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

-1 https://bucket-name.amazonaws.com/path/to/object 1l.fastqg.gz?querystring

\

-2 https://bucket-name.amazonaws.com/path/to/object 2.fastqg.gzSquerystring

\

--RGID object ID \

-RGSM sample name \

--output-directory /staging/examples/ \

--output-file-prefix streaming
UE—RIT7AIICT IR TRICIEHFAZFOMENGDDETRT, TDIT7A )LDV I AEZR D> TL)
UL, DRAGENTUE— b7 AI)VZA MU —LTEXT, S34TI T MCTld, AWSEREE L FREHEFRD
WETT, AWSEREEE. BIAE, IAMIRUY—IEEZ[FEO T, RITT 1A VATV AICHESD UBHEERE LT
BLBERDHDET, HTTP URLICIE. FEALEDHZE. JTUXFIDRMGENTNVT, TOXFHIC,

RELEH. KCFFAAZESZDCOICHEE =TV DZENTCVET, TFa2UT 4 DFEHMNURLDED
DEDICHEFET D EHHDET, FIRIS !

https://stagingdl.dnanex.us/security/string/sample 1.fastqg.gz

NIVFI—-5—U—070—
DRAGENTI3, #—DT—2 JO—TEHDY—)LERITCEFT,

enable-component7 > (&, IV R—R ~OBEML. EMELZHIELET. DRAGENIE. BIESNT
AVR—RY MZES>TO—0T70—2ZEEL. VK-V bOARBEZEENICHRLET. OJBETH
UL DRAGENIF OV IR—RY MEIATRITUE I,

JAVR=RY MIFZENZN. 42Ty bREPABBZILIUXLING A=Y — HHT7A)PT 4 L5 —
ESLYANOL E@“éh&b@@;&@j7/a/%%D'CU%@“O FHMICOVTE. FEOVR—XRY bDOED
VavEERUTLIES

output-directory>sample-sex’d &, —8DA T 3 Vidk. BHOI—S—CHEEINZF T,
BINUP Y hI—=5—(& VCFEX MU T RAPAT7AILDTEY bZ2HBITERLE T,

OVR—xRNIRVROH

enable-map-align
enable-sort
enable-duplicate-marking
enable-variant-caller
enable-cnv

enable-sv

A > TvhEI
DRAGENH'EIF AN —MRID DIBENIENGS A > 7y MERFUTDESD TY
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e FASTQ (fastg-filelB K fastg-file2)

« FASTQ List (fastg-list)

e BAM (bam-input)

e CRAM (cram-input)

HHIRED —2o J0—1F. BBICHEETDANT 7))L (tumor-bam-input/fd) ZERATEXT,
TPIAXY FENTOVEWI =R BETUBES. U—REFRTF. YXvEVIT/P oA XY ROV R—RY
NEEDC. P7oAAXYMZERULE T CDPTA XY MIZDERITRO/INUP Y b OA—S5—FKTEH
FT. DO UHFSAXY bENfc)— R HBEERITUICEHERA. DRAGENTIE. YXwEVT/PSA X
OVIR—R Y MZEFEI>TE7Z SAXY NTD. FEFYV—RAATIDSDBEEDT7 54X hEFERTH &
DN CEFT,

TIVFA—S5—OX/RSA DA

TTTlk. YVINI—S—EFERUEBADITY RSA VATV avEAHFanhE T, TLFI—5—
D—5 JO—HERT BDEDRA N TS T 4 AD—FIERLET. CDFllF. UTFDRT v ITHh SRS
nNEg

e INPUTA Y3 VZERTE.

e OUTPUTA 7% 3 VERTE.

o BV TSAXYFDOEEICHUTMAP/ALIGNZERTE

o BERICEDVTNUPY NI—5—%HRE,

o OVIR—RVNTECHEBATY 3 VEREL, RBROINVY RS54V THAAETHEC.

INPUT OPTIONS="
—--ref-dir $DRAGEN_HASH_TABLE \
-—fastg-filel SFASTQ1 \
-—fastg-file2 SFASTQ2 \
--RGSM S$RGSM \
--RGID $RGID \
OUTPUT OPTIONS="
--output-directory S$SOUTPUT \
--output-file-prefix SPREFIX \
"
MA_OPTIONS="
--enable-map-align true \

. <any other optional settings> \

CNV_OPTIONS="
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--enable-cnv true \
. <any other optional settings> \
"
SNV_OPTIONS="
--enable-variant-caller true \
. <any other optional settings> \
SV_OPTIONS="
-—enable-sv true \
. <any other optional settings> \
"
CMD="
dragen \
$INPUT OPTIONS \
$OUTPUT OPTIONS \
$MA OPTIONS \
$CNV_OPTIONS \
$SNV_OPTIONS \
$SV_OPTIONS \

EIEAR5

BIFORIC, YIR—hESNTWVDA YTy MERENUTP Y b D=5 —D—8ZXRLEHFT T, CDORIFIHRE
T, UIR—=bhSNTVCTHBRESN LRV I—5—BH D E T,

= TE AT RyEVI /7 SA A N& BAM/CRAM RyEVI /7 SA A NE
fE2FASTQ fE>/cBAM/CRAM
CNV + SNV PR—k TR—bk TR—bk
CNV + SV PiRk—h PiRk—h PiRk—h
SNV + SV TR—k PiRk—h PiRk—h
CNV + SNV + SV PR—h~ HR—bk HR—bk
ZSli)

KR D—2oTJ0—F. BEA Ty hEEBA YTy FOmAZBELFR T, S OICHEHMIBCNVI—5—
BIC2DDANT 74 BBENYFITDIER) NMIRETHDIEITTHEL, YvFIDIERESNV VCFHH
EB(ICEDAEMEND D EVND T EFE. DD FRZILDHNEDNDDCEZRBKUET T, D, RS
NBdTumor-NormalD—2o 7O—TCl&. . YVFITBDIERA T MeEIEMIERSID —2 70— T
LFET,
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1. NYTFITBREBA Ty bz, LIEMIERIIT—2770— (CNV + SNV + SV + ...) TEBFLET, &
DIT—oT70—ICKD, ¥ vFITHIEHESNV VCFHERENE T,

2. BBAVTY NENYFIDERA Ty b, AlileD—2o70— (CNV + SNV + SV + ...) T
LET,

INPUT OPTIONS="
--ref-dir SDRAGEN HASH TABLE \
-—tumor-bam-input $TUMOR BAM \
—--bam-input SNORMAL_BAM \
OUTPUT OPTIONS="
--output-directory S$SOUTPUT \
--output-file-prefix $SPREFIX \
MA OPTIONS="
--enable-map-align false \
. <any other optional settings> \
CNV_OPTIONS="
--enable-cnv true \
--cnv-normal-b-allele-vcf $SNV_VCF \
. <any other optional settings> \
"
SNV_OPTIONS="
--enable-variant-caller true \
. <any other optional settings> \
SV_OPTIONS="
--enable-sv true \
. <any other optional settings> \
"
CMD="
dragen \
$INPUT OPTIONS \
$OUTPUT OPTIONS \
$MA OPTIONS \
$CNV_OPTIONS \
$SNV_OPTIONS \
$SV_OPTIONS \
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LIFOFEE. Tumor-NormalE— RCHR— SN TCVATEIFHFHEAFEDOEBZFREHEBHD T,

Tumor-Normal RYEVI/TSA AV E BAM/CRAM RyEVI/TSA A NE
fEofcFASTQ fE>/=BAM/CRAM
CNV + SNV HR—bk PiR—hk RO R—bk
CNV + SV HR—bk PR—hk RO R—bk
SNV + SV HR—bk PR—k R R—k
CNV + SNV + SV HR—bk PR—h KU R—k

Tumor-onlyE— RTETTDICE. INPUTA T avhoNXvFIHIERA Ty hZHIBRL. Tumor-only
E—RTEFTITDLDIC, HLDI—F—ZHELFT, LITDXRIE. Tumor-onlyE— RTHR—bENT
WD EERSFEHHEDBZETEDHICBDTI,

Tumor-only RYEVI [T S54RX I N&E BAM/CRAM RyEVI /T SA A &
fEOIFASTQ f£2/=BAM/CRAM
CNV + SNV HiR—hk HiR—k HiR—b
CNV + SV HR—bk PR—k TR—k
SNV + SV PiR—k TR—h PiR—k
CNV + SNV + SV HR—bk PiR—k HR—bk

WESH##T(E. TDE—RPY VIV I=5—FE— R TYR—FSNTVT, ATy MREICA—EHIEL
BalCYR—hENET,
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DRAGENRARYTIRD T’

DRAGEN/RA MY T bD 7 T70OT 35 Idragen’efEo>C. UT 7 UVAYT )/ LWEEEL. O—RFULTH S,
V=T VAT —IEBNTHENTEE T, CDEE. T—YIDER. XvEVI. PI3A AU V—
b BREA TV 3VBERATRRLEEREY—FY I NUPY hO-UVIRMTONE T,

CDYT DI TP ZIEE T BDICIE. dragenIN Y R2ERULET. CNUBEOEIY 3V TE OV RS
AVA T IVICODWCEHRRRULE T,

ONVRSAVFTYIVIEBRT 7 AV THRECEX T, BT 7 AILDOFMICDOVNTIE, 64 N—2
D BN T 7] ZBRUTCLIEEWV. BUA T3 Vb BT 7AI)LEINY RS A VOl CERE
SNTWVBSHE. ONY RSAVF T 3 VHMBESNE T,

AN IRSA A T3y

IANYNSAVFTYavDO—BICDWVWCIE, 48 X—=UD [NV oAV A T3] Z8RUTL
&0,

DRAGENIN NS A A T3y
dragenZfE>C. UTDIOANY RSA VAT av#ZETUERT .

D7 UVR/INy2 2T —=T)LODREE
dragen --build-hash-table true --ht-reference <REF FASTA> \

--output-directory <REF DIRECTORY> [options]
o WVEVI/ITIAXYSBKXO/INIFPY NI—S—DFEFT (*fastgh' 5 .vef\)
dragen -r <REF DIRECTORY> --output-directory <OUT DIRECTORY> \
--output-file-prefix <FILE PREFIX> [options] -1 <FASTQl> \
[-2 <FASTQ2>] —--RGID <RGO> --RGSM <SM0> --enable-variant-caller true
o XVEVIIPSA XY MDET (“fastgh'S5*.bam\)
dragen -r <REF _DIRECTORY> --output-directory <OUT DIRECTORY> \
--output-file-prefix <FILE PREFIX> [options] \
-1 <FASTQ1> [-2 <FASTQ2>] \
--RGID <RGO> --RGSM
o NUPYEI—F—DFET (“bambH 5*.vcf)
dragen -r <REF DIRECTORY> --output-directory <OUT DIRECTORY> \
--output-file-prefix <FILE PREFIX> [options] -b <BAM> \
--enable-variant-caller true
e BCLOV/I\—%—MDZEfT (BCLH5*fastq)
dragen --bcl-conversion-only true --bcl-input-directory <BCL DIRECTORY> \
--output-directory <OUT_ DIRECTORY>
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e RNARWEVI/T7SA XY NDEFT (*fastgh 5*.bam)
dragen -r <REF _DIRECTORY> --output-directory <OUT DIRECTORY> \
--output-file-prefix <FILE PREFIX> [options] -1 <FASTQl> \
[-2 <FASTQ2>] --enable-rna true

UIPVVRT ) LA T3>

U—BRD7 54X MCDRAGENY AT AZFERTHICIE. T UT7PUYRT /LAEREETSH/\va
T—J)LZPClei— RICO— RFDMENRDDERT ., UT 7L VRYT S/ LDFASTAD 7 A JU7ZZRIE L T,
DRAGENDRA T 4 T)I\AFU—UT 7 U VRAENY 22T —TILDERICERT H5EICDVNT. UL
F. 10 _X—=2D [UTr UV LDO%EE] ZSRUTLIEEW. K. -r [or --ref-diNl4 T3~
ZEST, BN\ AFU—UT7UYRENY 2T =TT 4 I MU ZIEET DHED
HOFET, CDOFIHEHICHATT,
U—ROUIBEFRIC, UITDOOVYY RZEFERLTC. UT7UYRT / LEI\Yy 227 —T)L7ZDRAGEN
A—RXEU—[CO—-HFULFET,

dragen -r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149
U7 UVRAT /) LARTTICO— REINTWVWSIHZAETH. - (--force-load-reference)4 7> 3 > ZER L
T, B|EWICO—-RULETD,

dragen -1 -r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149
UD7LYRAT )/ LDOO— NCREBEEREE. UIT7 UV ADYA XKD TELEDFTRITN, —MRICHES
NBDRETIF. FIS0~60WTI,

HhA T3y
HAICDWTIE. UMTFDOIONY RSA VAT 3V hETY .
e --output-directory <out_dir> : £ NI T 7 A ILDENFET « LT FUZEEELFR T,

s --output-file-prefix <out_prefix>  HF1T 7 A JLDEEEFHZIEE UF I DRAGENIFEM NI 7 A
IVZENZNUCH U T, COBESITEYE D 7 A )Vl FZEMULE T,

o r[-refdir]  UTDPULYAN\wTaT—J)ILZEIBELFT,
PIRDABICIE. CNODEA T 3 VNEFZEFNTVEE A,

NwbEYITETSAAY MDBE. PIHRECEH. HARY —HEN. BAMERXTCTERBSINTH S,
TARIICRFEESNET T, XvEVI/PSA XY MERETHADERXZIBET DICIE. --output-format
<SAM|BAM|CRAM>Z T2 3 V7 ERUEX T, BT 7 A )LD FET %A, DRAGENIFESX v z—Y
ZERIUC, T UERT, BIFEOHAT 7 A ILZEEdNIc LEETDERE. [ --force [4 7Y 3 7% {%H
LFET,
BIZE, UTFDOOYY RIF. ERSNEBAMT 7 A)UICEHAL., @FIC EEELERT .

dragen ... -f

dragen ... -f --output-format bam
BAIFEZLDBAMA T w O X T 7 A )L (*bai) ZEMT DICIF. --enable-bam-indexingztruel CEXELF T
LURDBIE. SAMT 7 A )JLICHEA L, BHIICEETUET .

XE&ES 1 200005495 v00 JPN 49
ARMOEAENIARICRESNT T, SICOFERRTEIX A,



lllumina DRAGEN Bio-IT Platform v3.9

dragen ... -f —--output-format sam
LIRDOBIE. CRAMT 7 A )LICHAI L. s&HINIC FEEULRT !
dragen ... -f --output-format cram

DRAGENI(E. BAMIZETHIASINTLDBOD DAY Y FESD (MD) FI0ZEMTEFRT TDHEEER.
THARE CIEZ TICE2TVET, CNUE. COXFIIDERICEFZDDINT =<V XADAX MDY S H
5TY., MDY J7Z4ERT dICIE. --generate-md-tagsZztruelCERELER T,

IS ZV TAAXY NAT—HF AT T ZERT BDICIF. --generate-zs-tagsZxtruelCBRELF T, NHDY T
F. —RFPSAXY BT, U—BPRZRENEENDERE Y 54 X hEFDEECDH (--Aligner.sec-
alignsHOICERESNTCVTC, AHHASNEN O fAFETH) « EREINE T,

BWESY T DERFUTDESDTY .

o ZSZR:BULUEROAT7ZRFDERDT A4 X MO EDD o,

o ZSZNM: 7SAXY MRREDH BN DT,

o ZSZQL:7TAXYNEIRDh ofch A UT «RBfEZTE ST

SAZZIZEMT BIC(F. --generate-sa-tagsZztrue (FIHARTE) ICRELFT. INHDFIF. BEN
TPIAAYRNIN—TDT7 54X MEHR (LB, CIGAR. AE) ZRELFITH. INFEESE I
THHATY,

BQSRY I DERFFLERE

Picard Base Quality Score Recalibration (BQSR) V—IUI&. BI¥J&EBDY JZ2ZTHIBAMT 7 A )L 7%
ERUE T, BQSRIF. U—RDY—T VRXITHUIEHEICY I ZETEULE T, BIY T EBDY JZRFDBAM
T7AIVDRYIN—/PSAF—DA >V Tv bEUTERSINTVD EEIC, N\—RIUvEVIOERME
INTWVDEHBAE. BIEIFBDY Y. HULIFZDOmEADENICIEDEF T,

BAMT 7 A )LZANE ULTHERT 25EF. INDYIZBRDBR I EEZHEULE I, BIFTEBDY Y

ZH DR [CIE. --preserve-bqsr-tags7 7 3V 7%falselCBREULER T CNHDYITZZDERKRICLTS
WziBE. DRAGEND'S. /\— o Uw TJOEMNEZ KO DESHE T ONET,

—NJ)IV—TF T3>

DRAGENIE. HEDFASTQICH DU —RIEFIANT. BUU—RIIL—TICEIT DI EZRIHRICLTVER
9. DRAGENIE. EIBAMT 7 A )LDy F—(C, LIFDIREBAMEMZIEE I 982K D@RGU — ~
IIW—TT 4 RO TI—=ADIERLET !

B 51%% BL
ID --RGID U—RIIV =T8I F. U— I I—TISA—=5—D
WINHEIEE T 255 . RGIDIFMAETT . CDfE(.
FHAIBAMLI—RNCEETAFNFT,
LB --RGLB 51475
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=)k 51%% B2

PL --RGPL U—RDIERICERSNIC T SYN T4 — L/
T0./0Y—, BAMEZETERDFSNTLDIEIL.
CAPILLARY. LS454. ILLUMINA. SOLID. HELICOS.

IONTORRENT.PACBIOTCTd,
PU --RGPU T2y TF—LDI Tk, flliflowcell-barcode. laneo
SM --RGSM 527,
CN --RGCN U—RZIERUTCY —T 22 085 —D%H,
DS --RGDS 518,
DT --RGDT S DIERH,
Pl --RGPI THIESNSFEBEDA T —bTA X,

INSD5HMOVITNHHERET 15E. DRAGENIZE L I— R IXTICRGY JZEMUL T, ZNS5H
BUU—RII—=TDAYI=THBDIEZRLE T, LUIFIC, U=RII—TINSGA=F—2Z2ZTINY
RSA2D7ZRUET !

dragen --RGID 1 --RGCN Broad --RGLB Solexa-135852 \

--RGPL Illumina --RGPU 1 --RGSM NA12878 \

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 SRA056922.fastq —--output-directory /staging/tmp/ \
—-—output-file-prefix rg example

BHOYU—RI)—TDAAIC. --fastg-listhF T avzFERUICEHA. fastg list.csvI 7 A)UITHZE
BilTAZ&EICKD, BEU—RIIL—TICBAMY T (IEE) BMEESNET T, DAY EF—[FZNZ.
[RG] THFDADDANFTHEHREINET T, TNZNDICDOWVNT. ZDFDEU— KT IL—TDIEN.
B URBIDY IICANSNT., HABAMT 7 A JLISEINENE T,

SATCAA T I

ZUDRRIC, TATCVADAT—IAX Y B—IPBRRINVEWVKDICT BICIF. --lic-no-print4 T 3
VERFERAULERT. SATVART—IAAX v E—IDHIZELUTISRUET

LICENSE MSG|
LICENSE MSG| License report

LICENSE MSG| Genome status [ACxxxxxxXxxXxxXx] : used 1263.9 Gbases since
2018-Feb-15 (1263886160894 bases, unlimited)
LICENSE MSG| Genome bases [ACXXXXXXXXXXX] : 202000000
LICENSE MSG| Genome bases [total] 3 202000000
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EMEE—R

DRAGENDE HEMEE— NEITD2DTT .

o NN~/ SAF—

e NUPYHI—5—

DRAGENT (. TNZNDOE— RZ@ERICEITI D EHTEFI L. TV RY—TIT VDOV Ua— 3
EUTCHEITIDCEDTEFT, Flc. DRAGEN/N\A TSA4(CnoT. B, V—FT4a2J. EEY—F
V. EROBX/ENEYIDEZ ST EDAEECT,

IV TS5A VE—R

TIVINA TS A E—RZFEITIBDICIE. --enable-variant-callerztruelCERE L. >~ Jw b2, *fastq.
*bam. FfclF*.cramERDY vEY ITENTOEWI —REUTIRELE T,

DRAGENIZ. EF. YXvEYT. PSAAY S V=T 42T, BLUOMEICRUTCEBY—FVITZIT
W, B JWUPYRI-=5—(CHIT. VCFI7AIVZIERLE T, CDE— RNTIE. DRAGENIE. /(A
TS5AV2FZR U CUHITRAT —IZERAL. S5 A LZERBICHIBLE T,

NvEVT/ P SAANE—R

RyEVTI7SA XY S E—REFYHRECEDICIEODTVWET, 7wy MM&E. *fastg. *.bam. Ffcld
*cramER DN v EY ITENTOIEWW — RTY ., DRAGENIFE. 754 XY hENfcyY — MNEHFDBAME
IZlFCRAM T 7 A JL7ZERLE T, BRICERY — N ZEY—F2J T BICIE. --enable-duplicate-marking
ZtruelCERELER T,

J\UP7 N —F—F—R
NNUTP Y N O—5—F—R%ZEZETIBDICIE. --enable-variant-caller7 7% 3 >/ ZtruelCSREULE T .

ATy NE XvEVITEIN, PIAXY NENTEBAMT 7 4)UCY . DRAGENIE. VCFI 71 )L%E
MUET. BAMT 7 AILHY — NEHDHEIE. --enable-sort’zfalselCBRELT. V—T 4 VI ZAF VT
TEFT, BAMIT 7 A )LREEVY—FIINTVIEWES. NUFPY b O—=U VI DrEIC. DRAGEN/X
ATSAVTIY—FITDCEFTEFBA, EEV—FVIRERTRTDICIF. TVRY—TIVRT
BEE—RZFERLET,

RNA-Seq7—%

RNA-Seg\—ADT—5 DIIEZAIEEICT B(CIE. --enable-ra’truel CRRXE L X T

DRAGENIE, YY/I\—/FSAF—RT—IT. RNARTSART7S5AF—%=ZERALET. DRAGENIZE. #
EICHBEIFE— FeBRICUIDBEAE T,

J\A )L T74 MMethylSeqT —%

INATFILT 74 bMethylSeqT —4% DAVEZRJEEIC T D (C(E. --enable-methylation-callingZ 7 3>/ 7%
truelCERELF T, DRAGENIZE. Lister ("« Lo ¥ 3aF)b) ZOKNI—)L&ECokus (/T Lo ar
L) ZONI—-ILDT—5EZBE1t LT, bismark BI85 JZRDOBAMT 7 A )L7Z1 DERLF T,
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Fle. KDODIC. CH>TEBRUG>AEBMEINIEU— REBKRUU T 7 UV ZADEHFEDBZNZNICH LT
ERIICBAM Y 7 A )L7Z2{ER S ©E— N CDRAGENZRITIT - EEHTEFXRT . CDUIEE— MZEBMET
BICI&F. --ht-methylatedZBWICLT. UT 7L YA)\wv2aT7—TJ)LZEEL. BY)E--methylation-
protocoli?E7Z{E > CDRAGENZEITT DMENDH D F T,

ANF T3y

DRAGENI(&. FASTQEZ. F2IEFBAM/CRAMERD ) — RZAIETEX T FASTQAN T 7 A IVICIE.
WUTFDEMEL TV 3V EBECTEE I,

o [EHEEL

s gzipZF/fcldFbgzipEiaE

* ORAEfE. ORAEMZERTDICIE. ORAUT 7PUVYAEUT 7 UYAT 4 LT MU ZERET HHED
HDOFRT, 346 X—JD [DRAGEN ORAEHEEER] ZERUTIEEL,

FASTQANI 7 7 A I)LHgzipdNTWVWBDBE. I\—RDOT 7705 U—YaVICKdERZFERLT. 77
A ILDEEFNICERIN. TD%., U—RHIINVYI{—ICAMU—=LENET, T 7AILDIERFH* .oraTdh
5% 5. DRAGEN [FORARRZFERLTC. 77 AILHBEENICERATI. TD%&. U—RFHYwv/{—[CR
M—LATSNET. CNOSDFASTQIONY RSA VAT 3 VEk, INTOERENCTHRETEEXRT,
ANT 741 L DFER

BRITDANT 7AIVICIRU T, IRDONY RSA VAT 3V ERUET,

FASTQAZI 74 )L

FASTQANI T 7 AIUIE. YV TIVIY R FIC@NRF IV RTT, FASTQY 7A)L7%ZEA > Tw hTBICIE.
RO ERULE T,

 FASTQZ7AINDDYVIIVIVR (-(14T723>)
dragen -r <REF_DIR> -1 <fastg> --output-directory <OUT DIR> \
—--output-file-prefix <OUTPUT PREFIX> --RGID <RGID> --RGSM <RGSM>
s YYFTBFASTQI7AI2DDRFPIVR (-1&-24T>32)

dragen -r <REF_DIR> -1 <fastqgl> -2 <fastg2> \
—--output-directory <OUT DIR> --output-file-prefix <OUT PREFIX> \
—-—RGID <RGID> --RGSM <RGSM>

s 1DDY—IENIFASTQI 7AIWDNXTP IV R (--interleaved (-)74 7> 3>/)

dragen -r <REF DIR> -1 <INTERLEAVED FASTQ> -i \
—-—-RGID <RGID> --RGSM <RGSM>

bcl2fastqF /2(FDRAGEN BCLOY Y NzER T ©FE. MU TNDemZRANZERLET !
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<SampleID> S<#> <Lane> <Read> <segment#>.fastq.gz

bcl2fastq& DRAGENDLIFID/\—2 3 2 TlE. FASTQU Y TIVZEHD T 7 A )L T XY MMIHEIL T,
T7AIWTAXZHRUIZD .. EREEZERLUEDTDIENTET UL,

BIZ(F

RDRS182520 S1 LO0O1 R1 00l1.fastqg.gz
RDRS182520 S1 L0O0O1 R1 002.fastqg.gz

RDRS182520 S1_L001 R1 008.fastq.gz

INBDOT7A)IE FEULELTH, DRAGENTEHESD TUIETEFT, TN ENYYEY T/ 754
XV hTBICF, FBEIT7AIZEBELET (-1 <FileName>_001.fastq) . DRAGEN(&. -1EKU-24 7
VI VERFEITHEESNINT LY RV Ty b KUTfastq.gzEf 7 7 A ILD. BV TILRIXTDET
AU NI 7 A ) 7EEGNICETRIFADET T COEEZA JICTDICE. OX NS AT, --enable-auto-
multifile’zfalsel CEREULER T

Ffc. DRAGENTIE. AEZICHUT. T7AIVRITTEESNICY > T)VRAICHE > TRED T 7 A ) L7ZFHidHA
DCEDHTEFT, COFEZFERTDE. BHOBCLLU—VEFclFT7O—/LIChhNTWS Y Tz
HAFPEDLEDTENTEFRT, COREEZEMICT DICIE. --combine-samples-by-namez </ 3 >/ 7xtrue
[CEREULFT,

OXRY RSA U TEESNICFASTQT 7 A )UHY. FliDCasava 1.8 HRAIZFERL. BUT« Lo hUIC
HBIDFDHDTFAILHBECT Y TILREHBELULTVDIEE. CNSDT7A)ILETRTDOEI A MHE
FWICAIBEINE T, iU, B TIbE. U—RES. J7AI)VIBRFEFE—HUKITNEEDFEA. 1
VTV IIAN=O—REV—VBESIFE>TVWTHLMEWVEBA.

VAT LINTD F =X VANDEEZLB T DICE. ANT7 A2 SRT7AIVY AT LICANDLED
HHFET,

BHDFASTQAN T 74 )L

BHDFASTQAN T 7 A I)V7ZIBET D (CIE. --combine- samples-by-namez 7> 3 > DR DI,
--fastqg-list <csv file name>7 7> 3> 7%Z&{#E>T. FASTQDZ 7 A ILDU R hZZTCSVT 7 1 JLDEFIZE
ETHCEZHRELUFTT, AR :

dragen -r <ref dir> --fastg-list <CSV_FILE> \
--fastg-list-sample-id <Sample ID> \
—-—output-directory <OUT DIR> --output-file-prefix <OUT PREFIX>

CSVI7A I ZERTDE. FASTQANI T 7 A ILDERIZIBEL. EHOYTIT LI RUNSABULT,
FU—RIIL—T(CH UCHEICIEESNCBAMY J7ZEBINT & N TEFR T, DRAGENIE. FASTQN
DOBCLEMR, IEULWERTCSVI 7AILZBEEMULEFT. CDCSVI 7 A JUIC(Ffastg list.csvl)
SHEIDTITFHN. ZOH(CIE. SUVHRITEREINICFASTQT 7 A )U1D. FEFRFP IV RT 7 A )LD
PADICDEIDDILY MU—DEENET,
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FASTQ CSV77A )LIETL

CSVI 7 A ILDFRETIE. BIDZ A MLT. TDORICT—FITHMITLERIER T CSVI 7 AIL11TICE
FNDAVNTRYSNITEDHIE. INTDITCAUTY ., oo AR—RIFEDBERDIEVFLZE
NTOLTEWIFERE A

DT A MU TIFAXFE/NXFHRXFENET T, LIFOIT A MUARETT
e RGID:U—RIIL—T

* RGSM: > 7)UID

* RGLB:Z4A473U

* lane: JO—tILL—V

* Read1File : BEFASTQANI T 7 A )LD T )V LK

* Read2File : BMEFASTQAN T 7 AILNDT)VINR e XFP LY KAV Ty M CIEMATT, XFPLY
BTy b2ERUEWEEIF. ZROFHICL TS,

1DDFASTQT 7 A JUHCSVU X hTERENDDIF1EEIFTTY . Read2Filed|DIEIFT NT, ZTIFE
< BWET7AIZEBRUTCVDD. KIElFITNTETHEIINEEDEE .

BAMZ 7 A )LDERCfastg-listf > T w b2ERT S &, RGIDE1DICDE1DDY— KT IL—THERSE
NFI, BAMANYST—(C[F, ITFDOU—RITIL—TDRGY IHEZENET :

* ID (RGIDK5)

* SM (RGSMH'5)

LB (RGLBNMS)

FU—RII—TICHUTHY I ZEIEET DICIE. DA MLZEEIULET, DY A MU, RGTH
FDOANFANZFTIHIINEEDF B A FIZAF. PU (TFSv hTx—LdZv ) TZEINT DICIF.
RGPUEWWDZFIDINZEML T, DI, EJ—RITIL—TDEZEBELFTT . BHDIIC. BUYA
NLZEDIFTDCEIFTEXR B A,

fastg-list 7 7 A )LICIE. BTV TILDT 7 AIVHZENE T, fastg-list7 7 )JUICRGSMI > bU—H
1DUNEWEE. TDEIDA T 3 VZENMTEE LEL CH. fastg-list 7 7 AIUICU R bENTLD
T 7 AIVIFTXTDRAGENIC K DAIBEINF T, fastg-list7 7 JLICRGSMI Y bU—HEHDDEA.
--fastg-list <filename>(CHIA C. LRDOWVWITNHZIEET DMEN DD X T,

e CSVI7AIICHBDFEDT >V TIV7ZAIET H(CIF. --fastg-list-sample-id <SampleID>7x{HH

LEX T, fastg-list7 7 M JVAICRGSMIEZF; 5. IEE SN cSamplelDE—HT 2T bU—FEIFHLE
TNFET,

o RGSMIBICEHRIEL, 1BIDS VT, IXTCDOY VI ZXRESTUIETDHICIE., —-fastg- list-
all-samplesZtruelCEREULER T,
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n | IRCDOA Ty NU—=RIT)IV—TF. BUDVTIVICETDERESNTWVDDT, 1BIDZ VT
ERESNBSBAMEF T 7 A ILEVCFEA T 7 A IUIF1DIEIFTY . 1EBIDOBCLEIRS T, EHOY
VINWEAIET BT, —-fastg-list- sample-idA TY 3 VDEZZEAENS. DRAGENZE
HEERITULERT,

KOEMLE T 4 JLT—DIcHIC. RGSMEDTIL—TEPT Ty MEIEET DIcHDA T 3 VIEH O E
BAD. fastq-list7 7 AILZZEE LT, AUBNRZEESHZENTEET,

BURIC, HEILH)Z2ZTFASTQU A RCSVTI 7 A ILDFIZZRULET !

RGID, RGSM, RGLB, Lane,ReadlFile, Read2File
CACACTGA.1,RDSR181520,UnknownLibrary, 1, /staging/RDSR181520 S1 L001 R1
001.fastqg, /staging/RDSR181520 S1 L001 R2 001.fastg
AGAACGGA.1,RDSR181521,UnknownLibrary, 1, /staging/RDSR181521 S2 L0001 R1
001.fastqg, /staging/RDSR181521 S2 L0O01 R2 001.fastg
TAAGTGCC.1,RDSR181522, UnknownLibrary,1,/staging/RDSR181522 S3 L0001 R1
001.fastqg, /staging/RDSR181522 S3 L001 R2 001.fastg
AGACTGAG.1,RDSR181523, UnknownLibrary, 1, /staging/RDSR181523 S4 LO01 RI1
001.fastqg, /staging/RDSR181523 S4 L001 R2 001.fastg

AHiR A > T MC--tumor-fastg-list A 7Y 3 VZFEHATBDICIE. LITFOBAIDKXDIC, —-tumor-
fastg-list- sample-id <SampleID>A ¥ 3V7ZE>C. MIHdHFASTQU X DY TJILIDZIERE
LET :

dragen -r <ref dir> --tumor-fastg-list <csv_file> \
—-—tumor-fastg-list-sample-id <Sample ID> \
--output-directory <out dir> \

--output-file-prefix <out prefix> --fastg-list <csv file 2> \
--fastg-list-sample-id <Sample ID 2>

Tumor-Normal’X 7 A >~ ik

FHREETE— R C. BEDU Y TS0 fastg_listsFfcldtumor fastqg lists (RGSM) ZERT D
BAa. I—TZFERLT. 220U R MZIERIBEL. T X MEDOTumor-Normal X P Z{Efd & EHWTE
£, TAMIROERET > TIVORGSMZTIC DT I DE>T* . txt T 7 AJVEERR L. TDH%. T A b
WROESET > TIVDRGSMZFE > T* . txt T 7 AV {EDE T, EBEY > TILDRGSMA. Wind HIEE
T TIVDRGSMEB UIEFR THATWVWD CE. REDT YV TILDEICEAITHI11THS xR LTL
20,

FHRRETE— R TT A MZETDICE. UTOUYTIVR I T REERTEEFI, REIOICDE. BEY VT
JVJUZMDSI1TIV MU —&, EEYYTIVUZIMSIIY MJ—D (EHSTRIC) BES. DRAGENS
DA Ty hEULT, Tumor-Normal X7 bBMER S NE T

#!/bin/bash
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HT="/staging/HT/"

tumor fastq list="/staging/inputs/tumor fastq list.csv"
normal fastqg list="/staging/inputs/normal fastg list.csv"
tumor samples list="/staging/inputs/tumor samples list.txt"
normal samples list="/staging/inputs/normal samples list.txt"
while read -u 3 -r tumor RGSM && read -u 4 -r normal RGSM; do
output dir="/staging/results/${tumor RGSM} ${normal RGSM}"
mkdir -p ${output dir}

dragen \

-r ${HT} \

--tumor-fastqg-list ${tumor fastqg list} \
-—tumor-fastg-list-sample-id ${tumor RGSM} \

--fastg-list S{normal fastqg list} \

--fastg-list-sample-id ${normal RGSM} \

—--output-directory ${output dir} \

--output-file-prefix ${tumor RGSM} ${normal RGSM}

done 3<${tumor samples list} 4<S{normal samples list}

UNE. CORIGUTRTAV Ty hEUTERESNIZFASTQU A MET Y TIVU X bOIIZETRULE T,

Sample fastqg list.csv:
RGPL,RGID,RGSM, RGLB, Lane, ReadlFile, Read2File

DRAGEN RGPL, DRAGEN RGID N1.1,normal-1,ILLUMINA,1,/staging/inputs/normal-
1 s1 L00O1 R1 001.fastqg.gz,/staging/inputs/normal-1 S1 LO01 R2
001.fastqg.gz

DRAGEN RGPL,DRAGEN RGID N1.2,normal-1,ILLUMINA,2,/staging/inputs/normal-
1 S1 L002 R1 001.fastg.gz,/staging/inputs/normal-1 S1 L002 R2
001.fastqg.gz

DRAGEN RGPL,DRAGEN RGID N2.1,normal-2,ILLUMINA,1,/staging/inputs/normal-
2 _S1 LO0O1 R1 001.fastqg.gz,/staging/inputs/normal-2 S1 LO01 R2
001.fastqg.gz

DRAGEN RGPL, DRAGEN RGID N2.2,normal-2,ILLUMINA,2,/staging/inputs/normal-
2 _S1 L002 R1 00l1.fastqg.gz,/staging/inputs/normal-2 S1 L002 R2
001.fastqg.gz

DRAGEN RGPL, DRAGEN RGID N3.1,normal-3,ILLUMINA,1,/staging/inputs/normal-
3 81 LO0O1 R1 001.fastg.gz,/staging/inputs/normal-3 S1 LO01 R2
001.fastqg.gz

DRAGEN RGPL, DRAGEN RGID N3.2,normal-3, ILLUMINA, 2, /staging/inputs/normal-
3 81 L002 R1 001.fastqg.gz,/staging/inputs/normal-3 S1 L002 R2
001.fastqg.gz

XE&ES 1 200005495 v00 JPN
ARMOEAENIARICRESNT T, SICOFERRTEIX A,



lllumina DRAGEN Bio-IT Platform v3.9

Sample tumor fastqg list.csv content:

RGPL, RGID, RGSM, RGLB, Lane,ReadlFile, Read2File

DRAGEN RGPL,DRAGEN RGID T1.1,tumor-1,ILLUMINA,1,/staging/inputs/tumor-1_
S1 L001 R1 00l.fastqg.gz,/staging/inputs/tumor-1 S1 L001 R2 001.fastq.gz
DRAGEN RGPL, DRAGEN RGID T1.2, tumor-1, ILLUMINA, 2,/staging/inputs/tumor-1
S1 L002 R1 00l.fastqg.gz,/staging/inputs/tumor-1 S1 L002 R2 001.fastqg.gz
DRAGEN RGPL, DRAGEN RGID T2.1,tumor-2,ILLUMINA,1,/staging/inputs/tumor-2
S1 L001 R1 00l.fastq.gz,/staging/inputs/tumor-2 S1 L001 R2 001.fastq.gz
DRAGEN RGPL,DRAGEN RGID T2.2,tumor-2, ILLUMINA, 2, /staging/inputs/tumor-2_
S1 L002 R1 00l.fastqg.gz,/staging/inputs/tumor-2 S1 L002 R2 001.fastq.gz
DRAGEN RGPL, DRAGEN RGID T3.1,tumor-3, ILLUMINA, 1, /staging/inputs/tumor-3
S1 LO01 R1 00l.fastqg.gz,/staging/inputs/tumor-3 S1 L001 R2 001.fastqg.gz
DRAGEN RGPL, DRAGEN RGID T3.2,tumor-3,ILLUMINA, 2, /staging/inputs/tumor-3
S1 L002 R1 00l.fastq.gz,/staging/inputs/tumor-3 S1 L002 R2 001.fastq.gz

Sample normal samples list
normal-1
normal-2

normal-3

Sample tumor samples list content
tumor-1
tumor-2
tumor-3

FASTQ ORAAFIT7A )L

ORAZ 7 A ILICIE. ZFDHDFASTQAAN 7 7AILDBFELBUA TV a3 VA FERATEET, ORAT 74
JWERERTD5EGIE. FASTQO 74 ILRZ%Z0RAT 7 A VR TCEZTMA . ——ora-referenceZ{FRAUT.
ORAU 7 UVRATF 4 LU NI ZEIBELET .

ORAUT 7 UV AT 7 A )LDFFHICDWVTCIE. 346 N—TD [DRAGEN ORAEMEEER] ZERULTL
&0

BIFOIONYY BlE. YvFFTEH2DDORAFASTQI 7 AIVDNRF LIV K ((1&-24T23Y) Z#RULKT,

dragen -r <REF DIR> -1 <fastg.oral> -2 <fastqg.ora2> \
--ora-reference <LENADATA DIR> \
—--output-directory <OUT DIR> --output-file-prefix <OUT PREFIX> \
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—-—-RGID <RGID> —--RGSM <RGSM>

BAMAFI D74 )L

NYIN—/TSAF—DAVTv h&EULT, BAMT 7 A )L7Z2ERTDICIE. --enable-map-align’ztruelC58
EUFRT, CDA TV 3 V7%false FIHIERE) DFFICLTHBLZEE. BAMT 7 )bld. /NUFP> hO—
Z—\DA Ty bEUTERTERT,

BAMD 7 A )b7%2A~>Twv hEUTIEET SE. DRAGENIE., AN T 7AILICEENDHHDDT A X
MERZEHEL., INTOU—RICRHUTHRUWT SAX Y NP IO Ty bUET. AT 7AIUICRT
IV RU=RPEFENSHTE. AT —YDV—FrZHEELT. NPV U KIEBEEINESKRIICTDHC
ENBECTT, MDA TSAVTE. AV Ty hTF—=Fzy bZ2U—RRIEICEY— T D2RENDHD X
9, DRAGEN(E. A>Ty hU—=RZEXTFZUVTU, HESNRF ZI VIN—/FPSAF—~&Ed &IC
KD, COBREOEREZKBICINELET . COEEDERM/EENZYIOEZ DICIE. --pair-by-nameZd 7
Va3 VEFERALET FIHREIStrueTY) o
o MUTDKIIC, (-b)F7 T3 &--pair-by-name=falsed 7 3aV7ZE>CT. BAMIZ7AI)ILD VT
IWIV ATy MeEELET !
dragen -r <ref dir> -b <bam> --output-directory <out dir> \
--output-file-prefix <out prefix> --pair-by-name false
o BAMIFZAIDRFIY RAV Ty NEEETBICE. LTFDESIC, (-b)F T3> E~—pair-by-
name=trued J3/ 3 V7ZHEWNKT :
dragen -r <ref dir> -b <bam> --output-directory <out dir> \

--output-file-prefix <out prefix> --pair-by-name true

CRAMAAI 774 )L

CRAMZ” 71 )%, DRAGENY wI\—/7SAF—ENU 7P R O—5—~DA Ty bEUTERTEE
9, CRAMA T hEEAUcEE(CHATTREIEDRAGEN#EEEX. BAMA > 7y RDBEERBUTTY .
--cram-referencerd 7 3 V([FMEBELIEDFT, CRAME atkse s EF#EEE. DRAGENU 77 L
AZEHEAUET,

NYIN—/7S5AF—, FelF/\NUFP > SO—F—ICCRAMA >V T hERETBICIE. UTNDA T avxE
ERALUET :

e --cram-input : CRAMZ 7 1 JLD#RTE ) (R,

e --cram-input : BIZF. 1DDCRAMT 7 A )JLANDXRFP LY RA VT MIERTEELT., &H5IC, --
pair-by-name= 7 3 >/ 7xtruel CEREL X I,
dragen -r <ref dir> --cram-input <cram> --output-directory <out dir> \

--output-file-prefix <out prefix> --pair-by-name true
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BCLABIZ7A)L

BCLI&. A IV=F V=T VAVATLDT DTy MERTY . —SOIRR CTlF. DRAGENIE. ¥wvEZDT
[T ZA XY MRIEDIZHICBCLA b EREGIHAFZITL. FASTONDZER(ICH D S REZEIT DN
TEFET,

DRAGEN(&F. TR T, BCLh S EZESGIHFHAHFCTEFT -
o TUD—BWEULTAVTY RESNBDLU—UDIDREITTHD (AN RSA VU TEE) -
e ZTMDL—VICIF. SampleSheet.csv 7 AL CIRRESNCT >V TIVHM DIEITH D,

BCLOSFASTONDZEDMNE THDHE. DRAGENIE. BCL to FASTQ converterzigft L& g (307
N—=ID [BCLZE#E] ZBR) .
USRI DIE. 42Ty bL—2DIUDREIFOBCLA >V Ty hDOOX Y RBITT

dragen --bcl-input-dir <BCL ROOT> --bcl-only-lane <num> -r <ref dir> \

--output-directory <out dir> --output-file-prefix <out prefix>

ZTOMDBCLEIRS T2 3 V[CDWCIE 53 X—=JD [ADT7A)LDiERE] ZERUTIIEE L,

NIZEDIIE

2= ZBORKE{CICDRAGENDMERAT 2FEADI DM, NX—XO—)LICEIDH TSN, BEDD
AUT 4 RAOAT D EZ2EFCDHENDTEEEND D EFT .

--fastg-n-quality4 J¥ 3> &--fastg-offsetF I aVaFERITDHE. BEDIA VT X7
B BEEBEIAFVT AETCLEEZTINTT, INHDOA T 3 VOYHIRREBF2E33T. INLlE.
W=FTDRNIFUT 135 (ASCIXZFD [#] ) &—HUZFT,

N7 IVRU—FRDU—R3Z

—MRBVFEBIC KD U—RRICIE/ 1P/ 20X IFEEHAZENET T INSIEF. U— ORI XTDR
BZRUFEI, --pair-by-name optionZfUZBAMA 2Ty MIDWCIF, ¥ wFTDR77RDI%E
ROBR. INOSDOEREHFERINE T, #IHRETIE. DRAGENIE. BHEHORXYONFEULTAS Y
Ya () ZERL. REZEERT D EEICIE/10/ 2R UE T FIHERECIE. DRAGENIE. jtDU—
RO OEREHZIDBREE I,

DRAGENT &, EEHOERGTAZGIET SIHIC. LIFDF TV 3 VHAARSNTVE T,

o REEHORUIDXZFZZEEIDICIF. —-pair-suffix-delimiterA JaVZFERULEFT. DA T
VavIZFERSvra () EUFR (). OO0V () ZEECEFRI,

o XN ZRET DICIF. --strip-input-gname-sufixesZzfalselCFREL X T,

o IRTDU— RBICHICIFBEREZ(IT DICIE. --append-read-index-to-nameZtruellEREL
FI, CCTHERTNDXYDXFIE., —-pair-sufix-delimiterF 7 3 VICKDTRFEDET., X
PO XFOVHREE. RS wvIaTd, UIehho T, ZHIlCE/1®v/ 28NS NET,
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BIGF7/T—avAhnI7AI

RNA-SeqT —#%ZIBT H EF(C. --annotation-file4 7> a7z ERAUT. &LFr ./ T—3avIr7A
IWZERHIT D ENTET T, CDTPAIZERETDZEICKD. IvEVITERUT 54 A MERBED
BMENM EULERT 271 X—=ID [ANT7A)L] ZE8]R) . COT7A)UIF. GTF/GFFEREERICHEE
WUTWVKIFNEEDFBA. T YvEYIDNRELD I TP UVIAT ) LNE—HTD7 /T— 3
IIEEHREEYZEIIELUTCVDRENDDFT ., GFFIEXDBLTWVE I, BRRTETR—hINTL
FB A,

DRAGENIZE. SJ.out.tabTJ7A)U (272 X—TD [SJouttabl BR) =7 /F—3a>vTr7A4)bEL
TED. two-passE— RDBIECT T4 F—DHA REZIEITDENTEFT,

ANU=LANT7AIV

DRAGENIFAWS S3/\T v bhoERE. Ffcld. HTTPERNTURLZERA LT, ANDT7AIL7ZA KN —
LTEXT, WEDRIC, ANT7AI)NZO—HILT 4 XT(1CFDO-RUTCBLKBEEHDFEBA. &
NSDOT7A)IE. Ry hD—URHATER. DRAGENTOEZYY—"X MJ—LENET,

ATy RANU=AF KEFANT7AIVICE D TIHREICHERTI . DRAGENIE., BAMEFASTQE
T7AWDAY Ty bANI—=LZYIR—bULET, FASTQO 7AMILDHE. ATy bRANI—=AKF ¥
VLIV RFASTQ. NP LY RFASTQ. BKRUFASTQU R hZ2FERT ST NCOEK CERTEE T,

A>Ty b A MI—=AIF. BTFOERSZEFA T R—ENFT,

e FASTQBKXUBAMDN WEVT/7 54 X2 ko

s  BAMND'SOAIEMEERIS XOEMREOAE—)L/I\UP>Y N O-UVT (BYvEYTJEL)

A XDMEH TINEWVWZDMD T 7 A IV A TICDWVWTlF. T—FEMZETI DAEIC. O—AILITHT T
O—kFUZET,

LFaUF 5T

ANT7ANEANI—=LTBICE UE—DPIT7AMINADT I EAHAZEDNENHDET, S34 T
VI U BTIF AWSEREEESREBERNINETT . AWSEREEE. BIR (L IAMRU Y —1EEZED T, FTT
DA VAT VAICHESN UHREL TCHLMENSHODETT ., HTTP URLICIE. FEAEDEE. I TUXF
DA ESNTWC, COXFHIIC, RELBER. FEFFTZE5RABDCHICHEIL =T VHZFNTVET,

5
DRAGENE(ES T, ANT 7 A EBEER NU—LT B0 ELUFITRUET,

S37ZERUICFASTQA 2 YD AN — L

dragen -f

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 s3://s3-bucket-name/path/to/object 1.fastg.gz \

-2 s3://s3-bucket-name/path/to/object 2.fastg.gz \

--RGID object ID \
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--RGSM sample name \
--output-directory /staging/examples/ \
--output-file-prefix streaming

HTTPZZ R UICFASTQA 2 D AN — L

dragen -f

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-1 https://bucket-name.amazonaws.com/path/to/object
1.fastg.gz?querystring \

-2 https://bucket-name.amazonaws.com/path/to/object
2.fastg.gz?querystring \

--RGID object ID \

--RGSM sample name \

-—output-directory /staging/examples/ \

--output-file-prefix streaming

S&fERUIEBAMA > YD AN — L

dragen -f

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \
-b s3://s3-bucket-name/path/to/object 1.bam \
--output-directory /staging/examples/ \

--output-file-prefix streaming

HTTPZERUIEBAMA > D AN — L

dragen -f

-r /staging/human/reference/hgl9/hgl9.fa.k 21.f 16.m 149 \

-b https://bucket-name.amazonaws.com/path/to/object 1l.bam?querystring \
--output-directory /staging/examples/ \

--output-file-prefix streaming

YU TILDER

NPV ROA—=5—1E. PRIVIR—RY NCHERINDMREZ T ~O—)LT BICIE. --sample-sex
ONVRSAVA TV avzEFERULEFT, ANV RSAVZEFERLUT. YU TILDOMRENA > Ty SDEE
INCTVIREVEE. MRANEEMNIICHIMENE T, UEA Ty bE. JNUP Y NO—U VI THERT
TDLDIC, UT 7 UV AMBEINEIRENF T, DIV IR—RY hTlE, H&EA >~ Ty Y IR— ~
SNTVDHREMEN DD FT, FHLTVDIVIR—RY MIWRTD2 LI 3V ZsRULTLIEE 0,
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-—S

ample-sexZ J¥ 3 V(F. DIFDEZYR—EULTVWET, ETIEF. AXF/IXFORFFTONEEA.

none ! MREIA Ty MIH D FEFB. JVR—RY NTlE. FHHREDY T 7 LY AMREIAMERS
NE9o

auto : 4#ZBE. Ploidy EstimatorlCkDIEESNE T, CNVI—/)LZFERUCIEE. RIOMHEETE
Ja—)LEFEO T, MIEHDVRAESINE T, DRAGENDHREVZHE CERWVES. IV IR—=x MC
MRAEA Ty hSNFEHA. ZOEDENEE. noneDIFEEBUTY,, #WIHIREEIFauto T,

female ! MREBYA > T MMEIXXTT,
male | MREBIA >V Tv MIXY T,

DIV RSAVEITIE. MRELDIEE(IC--sample-sex DN TLE T,

—-—-sample-sex FEMALE
-—-sample-sex MALE
--sample-sex NONE

{Bh'none, female, FfcldmaleTdh>TH. Ploidy Estimator’z=iTUC. 7D Ty hEFEDHIENTE
FIN NUPYRI—5—[F. ONVYRSAVTEESNCUHREE FELDEE MR ZFERTHEF
HOFB A

MREA DTy ME BIFDK DS, BEDIVIR—RY M CHEATEDRD. UT 7 Uy AMREINZR
SNET, --sample-sexDERITEDFMICOVTIE, BEHETHIVR—Y bDOEIV3VZBRULT

<fEEL,

B _ _ _ ;(-:E_fb _
£ Tk CNV3—3>— ExpansionHunter Ploidy Caller I\UZJI\ SVa1—S5—

d—>—

XX XX XX XX XX XYY

XY XY XY XY XY XYY

XXY XY XX XY XYY VY

XYY XY XY XY XXYY XYY

X0 XX XY XX OOy SOYY
XXXY XY XX XY XYY XYY

HXX XX XX XX XXYY XYY

L XX XX XX XXYY XXYY
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BAM&B XU CRAMEB AT 7 LIS UBBIEREND
MD5SUM

BAMB KXUO'CRAMEAT 7 A JLOMDSSUMT 7 A )L, BEINICEMINE T, MDSSUMT 71 )LD
BRIFHEA T 7AILEBUTITH,. REIC.MASSUMILERFAIIISNTWVNET (] : whole _genome_
run_123.bam.md5sum) , MD5SUMZ 7 A JUI&. HFH37 7 A )IbDmdssumZZE1{TDTFA T 7A)b
T. ZOmdssumld. Linux mdssumI~¥ > ROEAEFRIC—HUET,

MD5SUMIE. EAT7AILDEZIAHEFICEHEINADT, N+ —XVRAICIFKEHEFEZSIFTEA
(Linux®mdssum XY REKBR UIEHE. B SIE30x BAMTHE OO ET)

BT 71U

OARYRSAVA T IVEER T 7 AIVICRETEXRT . PHIRTEDEN T 7 1 ILDBAT(E. /opt/

edico/config/dragen-user-defaults.cfgCd, RIDT 7 A IL=ZEIEET DICIF. --config-file (-c)
AT 3V EFERALET . SVICHUTIEESNICEBR Y 7 A IUE. TD5 Y THEASNDVIHRTE ZiRHt
UET. COPHRTEIF. ANV RSA VAT a vz Eo>TH—I\—54 RCTEFT,

SERIFHERSBHDOYEREZIERN T DB E(CIF. dragen-user-defaults.cfgZxT U —hEULT
FRATACEEHEUET, BT 7AIVELTORDITERULET,

1. dragen-user-defaults.cfgZxr1E—U. OF—DERIZZELFET,

2. EASAICTUTC. BT 7 A 7ZiRELET T,
ZFUIF)bDdragen-user-defaults.cfgTIFHFL., JE—UEAZERELTLIIEE0L,
TUCEIEBINEWVWA T3 VEITZENT D EZHR UE T, TVCEICEDDA TV a7z
BEIDICIF. OV RSAVZEFERULED,

XE&ES 1 200005495 v00 JPN 64
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DRAGEN DNA Pipeline

DRAGEN DNA PipelineldDRAGEN Bio-It Platform®D3& /17671755 U CNGST — & D X 72 fliE U R
o BINATSAVF XwvEYT XAPUVT V=FT4VJ, EEN—F2ITHKL0/\TOFAT)\
U7 h =V IO e DEBLSNc/ELE 7 IILIU XL ZEEH UL TWVE T,

BAM/CRAM
12

BAM/CRAM

EIN—

= By (SIS (S =

*FTFvav

DNAYvYE>S

DRAGENIFZEIC, VY —RICERIC—HT DU T 7 LUV RZRDIFHI LT, U—RZEYvEYIUR
9, fcfZU. DRAGENIFE—DSNPTIRESNCY — R ERRIT D EICKD2TH 1XTUFTF RS EIC
U7 UVVREREDY—RZERvEYTTHIEHTEFTRT, U—FPRLEDEDFELEBHIDEITSR
NvFToHY—RESTHEDELEDICH. ¥—MREFES. O0VJU—K (100 bpA L) (CEHESD
DFECBh. Ffeo XFP IV RZFERAULTVDGE. EB0DDXA MI—HITDY— NEFZDXTFTDT7 SA
XY NMIEINTBIch. V— MRER>REDD TR, 2L, ¥— NR&Eld. YvEVITRENRLESD
X MZHVETH. YVIIVIY ROV 3—h—=RICHULTYYEYTDBEEZE LS BB cHITRIL
DCENDDFRT . RDA T3> TY— MREZ I bO—)LULET

K3 Y—NREA T3V
AR URSA VA TavF B I7CIVATar3
--Mappper.seed-density seed-density

--Mapper.edit-mode edit-mode
--Mapper.edit-seed-num edit-seed-num
--Mapper.edit-read-len edit-read-len
XEES 1 200005495 v00 JPN 65
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AV VYRSA VA TVavHE BRI71IATav5
--Mapper.edit-chain- edit-chain-limit
limit

S—REE

seed-densityA I 3VIE. UT7UYRT )/ LNDTEN Y FEEDIIDEHIC, YvII—HEU—K
PEENSSVOHD (BREEERLTCVD) —RY—RZ/\v2aT—TJILRTRERI Hh7Z1> bO—)b
LET,

Y — FEE(F0.0~1.0D0EICLTLIEEW, WEBT. DRAGENFERENEBEICEFLWEZFEWEA
ARy — R —VZRBIRULET, RODEBED/(Y—2IE 2RI 3UHD1Y—R TEDB,
0.03125MFE T, RABEEECHH1.03U—RDHSDHRIT a3 VNSRRI &Y — R ZERULE T,

« REO®RE : —MNIC. LDBEBEDY— MER/\(F—VICKDOYYEYIRENE ELET, f£f2
L. OYJU—F (60 bpll b)) BROY—T VRAIS—FLKMEVEEF. ¥— MIREEDUIEERED
50%7Z B8R & EENREREEDET,

o Y—PREE I RIS, ADEBEDY—MERNT—VICKDYYEYTRENBEREL. KDEEE
DY — BRI —=VEX Vv EY TREZRDE T, e, Y=Y VEVIRBENT 54 X MREEX
DBHRELEATVDHEEG. KADEEBEEDY— RS- THVY VI (—DREFELT B Ao

U7V A —NREREDE &

BERERIC., KDBBEFICFXIDEREEDY — NMEFR/I\Y—2IF. --ht-ref-seed-intervalf 3/
ENULCUI 7L VRY—RERZEXIDELETEFIDRLIEBETDDEAHROEENDDFT, 100%D
U7 U VAT—RIRIY 3 ZBIIULS0%DU — Ry —RIRIY 3 V7ZEEERT D ElF. 50%DU T 7 L
VAV—RNRIT 3 VEEBIMNULI00%DYU — R —RRI Y3 VZERFRISHIEEBUMRAHDEFRT, L)
FTNDHFECH., ¥— Ry FOBFEINDREIFS50% T,

HOoEMUICEDE. Y—ReEy MOHRFSNSEBERFU T 7 UV RAY— REEE Y — REREEDED
CETT, BIZAIRE. U7V YA —RD50%ZEMUL. U—RIY—RIRIT 3MD33.3% (1/3) ZIRFER
TH5H. BFSNSY— ey MEE[F16.7% (1/6) [CEDFET,

Local Analysis SoftwareldBEIH(CY— RM&ZRINY—2ZHBE L. U T 7 LUV A SEBIMESNeY— RRY
VIVERGHICEEESBTVRDICLTVE T, BIRIE. BRI 3avDHFD\Y a2 T7—TIVICEN
SNTWBDEHEE. UTJ7 LU VAY—RERH2THD. ¥—REBEENOLTHO>TH., Y/ \—ldUT 7LV
ADFHIRI T 3 VDHIRVFITDY— RERRUEE Ao

fmee E— D KRUTHHIFR

edit-modePB&XUVedit-chain-limitA I 3 V(E, ¥— KiRENMERIND YA O—)b
UET. RD4DDedit-modefBHNFIETEFT :
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E—RDfE A
0 RETEL (FIHRERE)
1 HET A
2 N7 —hHEERT A
3 Y—hEiRE

RET— NOIFITRNCDY— FTEV Y FITDDICKMETT, E—R3IE. UT7UYANDTEN Y FH
KRUEITNTDY— RHRESNDTH. BRHIRXMELEDET,

E-MBKLO2BE2-URT v (ERE) ZAWVWC, BEEYYEYIZTIEDICHESNDEN
el RDENY — FOHFICH U TRESN/CY — R ZRRUE T, TFE1—URT v I ¥—
FERT AMTT, TR2IC—HUEY—REKEDU— RCEAULNEBEEHD/KATU T 7 UV RICNy TEN
FIo YVWFITBDY—REEERICT TA A bUEY— RDEICHESNE T, U— FRORRDY— NiH
HBHECdHdedit-chain-linitZBA DHE. BICNVYEYILTWVWBDRI Y ayhbdlcdH., €DU—
RlE>— NMREDKEFH D FE Avo

MET—NE Y—FERTANEOTRHEDY—RICHTHY— MREZRIBLET, ¥— RNED
edit-chain-limitZBAEL, FEETERCNY YT ITHY— HEWVGEE, RESN/cY— o T,
2BEHDY— Y vEYVIIRAZHHET T,

MET—R2EAXFIUVRU—=RICWTDE1—IRT s v IERBEBILUET, EBHNDXA hhledit-
chain-limit KD HEVWTEEHL Y — FEHDDEHES. BDOIRADYU—RDY—RIYVFICEDWVCTC, VAR
FA—RAFvIUDZDAA DT SA XY b BT DAEMEND DI, TDNTP(CHT DT — RiRElF
HWIEDET, IMET—R2EVIIVIY RU—RICHUTIFE—R1EBUTY,

Dl 5 E =N O R o

MET—MBLO2[CDVNT. Ea—URT A4 vIICKDI—RRENRIKEIND E. edit-seed-nund
KUedit-read-lenA 73 VIEFZFDU—RICHTH2EEHD/I\ATY—RRI Y a v ZERET DHZ]
VhO=ILLET, BN VFUREY—RYvEVIIE. U—=RRIT 3 D50%F2F100% D 5588
2YV—RDELIOE. BEULTEELTCVWDY—RI\I—VBEFEATEFRIN., V— RREDMEDIFEAE
F. EOEBEDY—RI\Y—2, BEEULTCVWEWY -V TISIRET D ETEDIENTEFT, —
fRIC. I——=7TUT—Y 3 By — RREROY v E Y JRBEIDEBINZHA TCEDDTHNFE. %<
DU—=RICHUTEBE/I\Y—VTI—RERETDCEICKID. BURBBIRANTCYVvEYIREZSSD
HTENTEFY,

V— NRENSITRRIINDICUVIC. INSD2DDA T av(d, U— RO—&FHBHDedit-read-lenig
HICHUTH—(CO T D, edit-seed-numy/— NRERI Y IV EEKRUFE T, edit-seed-numH'6.
edit-read-lenP100CHD21EED T — RDAITIE. WESNIEH HER T D— RlF. SIEETDE
BLFNT|O, 16, 32, 48, 64, 80)FIALEF T, FEDU— Rhledit-read-lenkDHIELIEA. fREIN
53— RIFDMFLIEDFET,
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3 — RiRE(F--ht-ref-seed-intervalF 7Y 3 VMM ZEBRDBFE. JANIEIHICELIEDET, iF
ET—RMBKRU2TIEF. BMDOY—RRERY Y 3 VIFEENICEMIN, BMLcYU 77U — KRR
JVaVDOREELVZOEBUE T, RET— R3TIE. BIULTWEWW I 7 U VAMRI T a VIR YFTD
JTUY—RZE—RICEHRL. REZSITHI I, BEIAMERICEINT D2 ENDDET,

XV IDAME

--Mapper.map-orientationsZ 7 3 VIF/I\ASILT 7 A S XAFIUELENH T — RZET vEV T T DR
[CERLERT., DA T 3V [E--methylation-protocol|CX T DREMICEDVVTHEINICHTE SN
F9,

--Mapper.map-orientationsA ¥ 3 vik. U—RYwEYIDOABIEU T 7 UVRYT /) LDT#+T—
RABDH. FelFTEFBEAEDOHCHETEEXRT, XDIEIE. --map-orientations(IXId DERIKE
TY .

e OlFEBEHDAHEBAEE (FWHERTE) o

e 1374 T—RAB@DYYETDdH

o 2(FWAREABDY Y ETDH,

Ny EVIRARERENTED, XPIY RU—RORMERSNTVDEGE. BiFSN NP AEIEFFES
(FRFCIFEL. FRDHHEETT

DNA7 54 X2k

Smith-Waterman?”? 54 X>c A7V T&E

NvEVIDE—RETIE. U—RhSIY—RZERL. UTPUVRYT /) LANDTREXY Y FZERRUE
J, RIC, IY—RYYFHERIF. ¥—RHY Y FUTVDREEBEDIZIT CREESmith-Waterman7” 5 A
AU RERITITDCEICLODTRDIAFNET T PIAXYRPZIVIAUXALIFE. U—=ROFRI 3=y
T7UVADIRTCOBRFERI T a v EHBUE T, INOSDE&E. U—REUT 7 LU A EDTEEMD
DDTTAAY DY MU T RITHEAULF T, BEF 7 SAAY MRI T3 VTlE. AA7PUVIRNID
R 7 BB I DEICSmith-Waterman7Z )V U XA R AP 4R UE T, COROT(E. 754X MO
JUFFRYVFFREFIAT VT, REK. BAIGELEDEDHhZERRUE T, U—REUTFZLUVAD
RYFIFR—FABEZ 5N S AN YFFEFINdelTIEINFILT 4 DERENE T, BRSNS XY
NMEX MU ZADBTR2ENICRDEVRA IV U VIR ZEULET,

BHOEIRDTEEL Y 54 X M TlE. A7 ICH U TEIRSNIERENEEIER. 1 DL EDSNP & [FX R
H7EIndelDEgEME. FelF T U vEVITIEUDT7 A XY MeBEIRT DI\ SV ADBD AZRUET . #H
REDDRAGENA O7 UV JElE. IN\UPY  O=)L7TUT—3 v, e bOEU TP UVRT ) LT
FWUCEELRSID —RE7SAXY NTDIHDEBNFETT, L. —EBMDOSmith-WatermanX
APV TISGA—T—F, &' LAEREBLOY—TIVATIS—ICHUCERZEETILERUE T, BIICEHE
U7 DAXY RRAAP UV IJEN—BD7 TUT—2 3 VICFBE LTV HEAEDSDDFET,

ROA T aESmith-Waterman?? >4 X x> ~O—=)LULET

XE&ES 1 200005495 v00 JPN 68
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FTvav
--Aligner.global

--Aligner.match-score

--Aligner.match-n-

Score

XZE&S 1 200005495 v00 JPN

A
globalZd T2aVET7 A A N2U—RDIUNY—T VNI Ddhe
J2hO—ILUE T, AR REHEIFOETF1TT,

e 1ICERTEURESET., JO—-/NIL7 A4 X EDNeedleman-
WunschZ )V OUXAICHED T, PIA XY MIBICTY RY—T
YV RTIIONE T, P7IAAXYNIUT 77U VRICIFIY RY—T
VRTHDONEBA. PIAXY MRV FEFIFEDEELED
ZERSHDFET,

o OICEEEULREE. O—HILT7 TA X bDSmith-Waterman’” )L
JUZXALICHEDT. ZSA XY MMFU—RDEBSHDFKIFETCIE
Mim CoJw TENDZENDD., PSAAXAY MADAVIFEDEE
TOHET,

O JU—RTIF ABODTFERUW . VIR DEERU—RKTH (&7 51

AVNAAP KBS ESB D EFL T I TENDIENHDFT U]

WTODBIIC (S KFRARTILIndel #8155 8 F XTU—REENHDFTR T U—K

DFRIFHRCFFRIFHETDRBAIFEI IvEVTELTHRET DT EDSD

BDIEH A T3V EREIT D ETOVIU—RICHFEDDWRZD

TEOTIEVEEDSDDFRT . F/c. global BNODEE U—RDERALIEER D

DRESBENEU T 7L RT3V IRV F T DBE EBED (FAZ) 7

TAAXVNUIR—hENDTENDBDFT,

2 3—hJ—RTlE. global Z1THRET D EMNFERULEENDOET,

23— —NEEENTUIMNEE L CH DA gEMMEL FAZ TS

AXVNIRHHTESF TU/NY—TURTCOFRK TP TAXINTEFNEE

(F AEEERVE T HEDNE T,

TUYTENTWVIEWNWT A AN U TR B ZRF B DL DI

IBICF unclip-scored TaVEFEHIT DN global TR ED

FICCDBEZET CEZRETLTES L,

match-scored 7avIFUITPUYARTIUAFR(A.C.G.TICXVF

T XFI TP AD2~3DRXI LA FRDIUPAC-IUBI—RICNY

FITBI—RRIUAFRORADAP ZIBELEXR T - CDEIFO~15FK TDRF

SHUEHTI.global MDEEICDH . match scored T327%Z0

[CEREUCLIEEV e — 8 RAO7Z28<T RV SA X UNIEL BV

BAFDELIEDF T,

match-n-scored J¥avIF U—RRIT3aPUTPLVARI 3V

PNI—RTHBDBEICT TAXVNENIIRI Va3V T AT =5

EUKXRT . CDATavF-16~15DFRFSEREH T,

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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FTvav
--Aligner.mismatch-

pen

--Aligner.gap-open-
pen

--Aligner.gap-ext-pen

--Aligner.unclip-

score

XZE&S 1 200005495 v00 JPN

Bl

mismatch-pend 7¥avId . U—RIXTUFFRON=ZAXRYF LTS
TPV AXO VA FREIRIZIFNZBRSIUPAC-IUBO—RICH T XF )L
TAIIFOBEDADAFZRELUER T« CDA Ta/(F0~63DFFFEL
BT . S ANYFARFILTa4HhEWNIEE, SNPZOLEE T DicsbICHE A
RE DIV THE N TAAREFDET,

gap-open-penZd J¥av(d, Frw T (FEAFCIERK) ZERI S DIcHD
NFIWT A FTIFEOBEADA 7 7ZRELF T o EldF+T0-baselF D
HFHETCIFEDFTFT AT ILTAIFE(Cgap-ext-pen CERUTEF vV TIRIC
OBEINET, DA TavF0~127TDORFSHEUEH T Frvv T4 —
TRFTILTA4BEWVIEET T4 XUMCIGARICBWC. H5DDRED
BABIUORKIDDELIEDFTRT . ZDROD.SNPHEDTIvE VTR
[elE 7 A X MOMEREINE T,

gap-ext-pend J¥avVIF 1BECECF vy T (HEAFCIIREK) ZIE
RIBDICHDRFIVT A4 . THEOBADAI TV ZHRELERT . DA T3
NFO~15DREBIEUEE T T, F vy TERRFILTA4 B EVEET A
XVRCIGARDEWEAERIEHNMNELIEDFT T, 7DD F2L)indel
DI TRIZE T 54 X/ EDSNPHYERESNE T,
unclip-scoreZd J¥av(d U—RDIRRF T RICEELCT A
XUNIHW T DIN—F AR ZRELET T . 7 Iy TENTVIENEED
M—FAEWNIEE BFRITESNPHIZIFINdel DIEWNT A X/ aRIRU.
T oA XN KDBEEICU — DR P RUCEZELER T, T/NY—T
RDT7 A AXAVNIR—F R7Z220%2(FEDFET  CDATavF0~127
DRFSEUEE T,
TUYTENTWVWIEWNWT SAAXYNNIHU TR CBIEMZR B K
2ICTB1c6bIC. globalh0DEE. OADuUNclip-score BMEILBE T,
global M DEE MiHD T SA X/ NHEH| SN TSI, J v TE
NTULEWEEDR—FAET7 A A VNIFEAEFEZRIFUEE Ao
112U no-unclip-scoreBM TIFELED. 2&MDunclip-scoreH'd
NCDT SAAXYNAOT (TEMENE T,

FORWU—RTIE. gap-open-pendDHE L unclip-scoreZiRE I
DT ET . global M DBFHTEUDRDIF BIUVE VT EUTERIND
U—RDRFICIFERRIIEDHBADRAEEFDENHDET
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FTvav
--Aligner.no-unclip-

score

XZE&S 1 200005495 v00 JPN

Bl
no-unclip-scoreZd J¥aVIF0OKIFTCHE CEXT . YIHARE 1
T,
no-unclip-scoreh 1 [CERESNTVNDEE. P SAXINIHFESIT DD
DwTENTVIEWNEEDM—F A (unclip-score)ld ROTOTAD
AICP A XV AT D BRINET . Uy TENTLVIEWNEEDIR—
FAlFaln-min-scoreEDHER. TDMD T TA XN AT77 EDHER,
ASFKICIXSTTDUR—MERZZHDCENTEXRT JcEL. T U
TENTWVIEWNWEEDR—F RAF FEDUTFL VAT AVNIHULT
Smith-Waterman®D 7 54 XN KO>TEDIFSNERANRA T D7
TAARYNCBFEEZENIFTITD. Oy TEINTWVEWNT T4 XML
TROPEUFT
08 A dunclip-scorelck>T.Smith-Waterman®DO—HILT7 A
AN U—RDRADXKRmFCEMmZIER S B DIEE . RDAITE
ENAEECT:
e no-unclip-scoreNODFH. PS54 XY MAO7FEDHSEVD
BMULET,
e no-unclip-scorePM1DFH. 7 S5A AV MAO7FEDSEVD
B ULFET,
YIHAER EDno-unclip-scoreld1THND. global BN DEFF T XTDI
TAAVNEIIVNY—TURNTIIHONDIc6. COYHREEHHHERINE
T IRNTCDT TARXYNIE—DIR—F R7ZBINT DMEFHDFEE A
no-unclip-scoreZZE J DFEIF. aln-min-scoreZHEIT HH IR
SUTCLIEE W ono-unclip-scoreDODE, Uy TENTVEWNEE
Di—F AlFaln-min-scoreDRIKBEELLELTT SA XN AO7I(C
SFENDIc.aln-min-scorelC KD TCIA T IV T THREANESNDT S
A XN Ttwbldno-unclip-scorelCRoTCEULLELTDHEND
DFET,
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FTvav
--Aligner.aln-min-

score

--Aligner.min-score-

coeff

NP ITURA T3y

Bl

aln-min-scored JYVIaVIARINDFBAIGBEL DA XN AOT 72
BEULXRTAAWNWADTP DV A X /MERIFHESNET Toaln-min-
scoreZBINFCFRPESEDEICKID. Wy TENIEU—RDBEIEZH
DFRICIFIEBINTER T CDATVIVIEFENERBMCTIBDFTA X
VRAO7[Fg1lobal ODEFCAIEEC T

aln-min-scoreZ J¥avHMAPQODHETEBEICEELF T MAPQEH
DEELFTSHATFIINANET SAAXVNADP E2EBICNANE T 54
AVRRAOVPDECT saln-min-scored JavId . RAZA 77 LISHC
SVWAOPZHREDHSEDOIcZE . B CIFEVW S SA X VA7 EL
THERELER T o EDChaln-min-scoreZBIMTHCET, —BBDIEK R
T TT A XN UTCUIR—hENBDMAPQHME T 9 91558 H%h 0D
ENES
min-score-coeffA T3V FERUCU—MRICIHNUCaln-min-
scoreZZ B CEEXR I,

min-score-coeffd JVaVIFU—NEECEDaln-min-scoreDFHEN
Z1TWWE T omin-score-coeff4 3¢ aln-min-scored /3
ZRIFICERT E. U—FRD7Z T4 VBHELTE I —RIH T DR/
DTV SARVNADATP ZEER CEFXR T NEEU—RNITHITHRD AT F
RDFDIFEEINET,

(min-score-coeff) *N+ (aln-min-score)
min-score-coeff4 73 /(F-64~63.999MDEH DEL T I, ENO
DHEE RN SAAVNAOPFITXTDOU—FRICH T Daln-min-
score CEAETNE I omin-score-coef f[CHUCIEDEZFEDTET.
Va3—hJ—=RZBEWVNT A XAV IS BDHTENTEERI N . O
VIU—RTIFEWVWAD 7 ZZER T DNENDDFT,

DRAGENIE—XDFASTQT 7 A IUD' 5. FIEIFE—DREMFASTQY 7 A JLFHRD/ VAU I M7 —
YERETEFXR T, /\— D7 E2DDOKmZERILICK Y TU. FRISNSHETNF ZERT RN
FHREVEDTHD. FASNEOIREINEA VT — M AXZRFDOT7SAAY bDEY MERELFRT, 2D
DORIFCNT DT SA XY ME XRPUVITDIFUT 4 HFHAS N, FRISNICY A XEBENfcA 2T —
A XCIEBVNRFILT A DMHEX T RDF TV 3V IERF IV N F—5 DB EZI> bO—)LU

F9o

XZE&S 1 200005495 v00 JPN
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FIvav
--Aligner.pe-
orientation

--Aligner.unpaired-
pen

--Aligner.pe-max-
penalty

Bl

pe-orientationd TVIAVIFHHIGFINDONF T /RO B@ZEEELE
T, AAMEDD T DHFOEYFERF ELTITSIMFENETT . RDIE
HBEWTI:

e OIFFR (FHAERTE)

* 1[ERF

o 2(FFF

RV LURU—=RTFARANIRVE T RI 3 NEFERT (TR U T—HE
[CRESNET T BHRIVIAVNE. BXANIHTDT A XDEIEIE
THEHFEDEZEREI U B OO e KEEANT A I7 (LD TEHIENE
FNRTPRAAPF2DDT A AR RADAFP DEETHSNENT LT 472
UfcBDT.CDTP A AXIRT KOBFEGA T —hHRESELDA
U —hRICEDZTENCEZHEELF T,

unpaired-penZ J2avE. . 2DD T TA X NOEYIERT RT3
([CIEWV FRIIFBEYE @ TIFENEEIS, ENKBWVD T TA XA /NT
AOAPDRFIN T4 ZZ21T D EILTEDNEIBELER T . Kfc. CDA T3
NERIRIEA T —hRDBDDEYNIENRT T SA XN T HERADI
aNFILT4EUTCTHOREBELER T,
unpaired-pend 73 V(EMAPQICREZNIF T ABEMEN DD ED
5. Phred AT — )L CIRESNTVE T REET. CDXF )L T+ ([ESmith-
WatermanM A7 VT )I\SGA—=F—(CEDWNC T SAXVNATFP DY
NI RCAT —)ViHESINE T,

pe-max-penaltyZd I3V HAU—RDXAMHSESTT 54 AN
LCWWBTce. ZDU—RICDVWTHRILIEMAPQZEDZEIENICTED
D ZERPBRUE T NTF 7P SAX NI VTV I VR VE VT HBEEL
o CTHADOMAPQIE 9 pe-max-penaltyDIEXDHELIMAPQHYEIDH T
SN EIFHECHDDOFIRE Avo

YIERERFE Cld. pe-max-penalty = mapg-max = 255CdN.EZEMIC
CDHIFRZEHEIDICLTNE T,

unpaired-pend&pe-max- penaltyDFFEUF. unpaired-penld
BHENARTP ROV (CHET DD EDQV A AXAMNERENDH(C
B UF I ope-max-penaltyAd T3V FN\T PS4 X/NIHUTL
M—RESNIEMAPQD M CFELF T,

A T — A XD

X7 IV T =R DEHEE. DRAGENIF2DDRIGICH U CREHIAZUT 4 BEWVNT A X M
SHEMUNEZER SNV ZERLET . COERZTD2HIC. DRAGENIFGaussianffist £ )L 2
U. 7SAXY MRTORTZBRT D LEZHMLE T COETIVIE. BEDSATSU—RARTED
BRZEAUYA XDMF 2L/ T DRSO, FHA T — MRAEICA VT — MROBFE > THMI D
NP ZEHTDEVIARICEDVTVETD,

XZE&S 1 200005495 v00 JPN

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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AT 7A)IWEI VTV = RII =TT 7AIVICDWVWTSA T35 —RARDOKETOREED D D5
a. AV —hrEDMICETDIRDIFEZIEE CERT -
o B
o IBERE
o MUHAIEL
CNHEDOFE(E., pe-stat-mean-insert, pe-stat-stddev-insert, pe-stat-quartiles-insert
BKUpe-stat-mean-read-lend I3V TIRECEFRT, L. BEF. DRAGENHD CNHSDHF4E
ZHENICRETEDLDICTHIENHFENET T,
A Y —bERDMOBEY Y TU YV IZBWICTDICIE. ——enable-samplingZrtruelCERELE T, V7
NO T PHRITERIRTDE. 7oA FT—ZNT UTHERK100,000N7 DY TILDS V7ZTL. ofzEH
U. RICZOEREUVTEUKETZERLTCA Ty by hPROETONF ZFHHUER T,
DRAGENMA YT DT 7 ([FmDEHDstdoutO T ([CZDFHEETZLMR—MUET,

Final paired-end statistics detected for read group 0, based on 79935 high

quality pairs for FR orientation
Quartiles (25 50 75) = 398 410 421
Mean = 410.151
Standard deviation = 14.6773
Boundaries for mean and standard deviation: low = 352, high = 467
Boundaries for proper pairs: low = 329, high = 490
NOTE:DRAGEN's insert estimates include corrections for clipping (so
they are no identical to TLEN)
FYVTIVICHT o4 T — hROMIFfragment_length hist.csv[(EBEHINEK T, FY TV TIVIER
DA VHORBLET !
#Sample: sample name

FragmentLength, Count
SAVDRIGERA RIS LADEFR T,

T TIART DEDERBICNESWVEE. DMZESWVEREICK > TRENIT S TOEBERADHDEE. &
DHBEDRAGENIE. FEEICLWVA Y — M m7ZiEE I D HIEREDHEHEZBARLE T JNICLD. 77
TAXY M HHARBEMNTFELCVDHEE TH O TCH. BUIERFTEULTT A XY ~DNXT 7253
EITDMEANSHOFXT, CDFE. DRAGENIFRDE DEX Yy Z—I7ZHILET,

WARNING:Less than 28 high quality pairs found - standard deviation is

calculated from the small samples formula

DT TIVDORIFRDK D [THFREREZSTELET
if samples < 3 then
standard deviation = 10000

else if samples < 28 then

XE&ES 1 200005495 v00 JPN 74
ARMOEAENIARICRESNT T, SICOFERRTEIX A,
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standard deviation = 25 * (standard deviation + 1) / (samples - 2)
end if
if standard deviation < 12 then
standard deviation = 12
end if

PIHEREE T VISR ERZ= 10000C I, #FHD100,000) — FHIN v TENTWVWIEWETEIEFT N TDRY
DR IEREERT DiFE. FRERZEIE10,000/CEHESI. FEHES JOMUDAUKIFOICHESNET T, FRER
ZDR/IMEIF12THD . CNIFT Y TIVEERTZULTWVET,

RNA-SeqT7 —FDHE. A VY — A XDMERTICA Y bOVZZTcH. BEEERLEDFXT,
DRAGENY 7 hD T 7 [FH—XRIVEEHEE AV TZODMZHEL. RLWT—)L2T Y TIVIC—HSE
FI. COHEIFRNA-SeqT —% LBYFNE DT O DIBHEIFTHIE SARERZIC DD D E T,

DRAGENIE, .insert-stats.tabMENBDENIT « LI MUICHDYTXYIOOOT T 7 A )UITHREE
NEXT7 LY Ot Z2EETHUE T DT 7A)VIE. U UE. FHE. BERE RIMESIUERX
EZZ0EY— RIIL—TICH U TRESN A VY — M A XD DM ZSHET . DIERIFIRE
HAVR—rE—BUET, Ffco OTFT7AIUEFDRAGEND U AF 2 —XF v V[TEA LA VY —bOD
RIINERARDAREZZSHET .

U AFa1—AF+v

V—Rey M= DXA bTIFELBIRTADXA MTREDD ORI FU—=RTIE. VAF21—X
FrUIFFEHA Y — ROV RAF1—&H (rescue radius) NTREULTWDAA TP SAAY MERU
F 9. DRAGENDYIHRERED L A4 1 —&HE. EERIVEA 2 Y — b CHHRERZE2.5ICRESNT
WET, /P — MEERENU - RREIDDBDAEVES., VAF1—&HIEYvEY TDEEZHIRET D
TEDICRESNKT T RDOXDFEEA Y E—IHRRINET !
Rescue radius = 220
Effective rescue sigmas = 0.5
WARNING:Default rescue sigmas value of 2.5 was overridden by host software!
The user may wish to set rescue sigmas value explicitly with --

Aligner.rescue-sigmas

IA—T—FTDEEEHEFETDHN. PFRDUAF 1—EHEZEEL N VE Y ITEEZMIEITHENTE
FIH., VvEVIREZMIFTITDICIFURAF 1 —8H (IEERE2.5ZFAHIT D ENHRINET, A
F1—AF v U EEMICTDHICIE,. max-rescuesZOICHRELE T,

HhA T3

DRAGENIFE L — NCH T DEHMDIBY U7 A XY MBI CEXR T 7 S5A XU ME &E8 (—R)
BPSAXY S U=RDEXSFTBEYTCIAV IR VEYTURTSA AV b (FAS/MHE) - B
OUT7 UV ADEEDEEICU— FOEREIC (TR) XvEYIURTSA XY MYHDET,

XE&ES 1 200005495 v00 JPN 75
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YIHAREDDNAY 54 X/ b Tl&. DRAGENIFE U —RICHUTIDD—RT7ZSA X b, RAIDDF X
STV TAAXV N (supp-aligns(d3) ZHATEXRIN. ZR7TA XV (sec-aligns(d0) (FHFT
TFX B Ao supp-alignsFfcldsec-aligns[CH T HRADI—F—IEEMEIFI0CT T, J—RpfcOHEHT
SNBDT A XY hDRAEFHFI1TI, supp-alignsBKUsec-alignsDAEETHB0ZBA DHEH.

FASTT AR SORBIETEIFSNET,

ROWEA T 32/(F. DRAGENHAICZDDEET 4 X hOZ I bO—)ILULE T,

F7v3v

--Aligner.mapg-max

--Aligner.supp-aligns
--Aligner.sec-aligns

--Aligner.sec-phred-
delta

--Aligner.sec-aligns-
hard

--Aligner.supp-as-sec

XZE&S 1 200005495 v00 JPN

gﬁl:l

BH

mapg-maxZ4 J¥IAVIE. HHDDT TA AUNITHUTUR—NENDH
EMAPQODH|REZIEELFR T 0~255DENEMTI . BHEIN/C
MAPQH EWEE. ZDHOD([Cnapg-maxBO\LIR—hESNEK T . FIHAEK
ElF60CTT,
supp-aligns®BKrUsec-alignsF Fav(d. &U—RCUR—hEN
BDFE (B, FASHXIUSAM FLAG 0x800) 7 54 XA /EERU R (.
ERBEDBRUSAM FLAG 0x100) 77 54 X/ hDERKXBEZZNZNHIFEL
R

—IRTP SARXRVNTBRET DA RN TR TV A X /NEZT . A5tERA31
DT A AU —RISIFUUR—bENEF T DT supp-alignsd
KU'sec-alignslFZNZN0O~30DEHE(CIFDET,

T DA X NEITRT A XKD BHEIEEU GEIF. HAEINET .
INS2DDA T3V ZEBEICRET DEGREICHEZNFUERT . HE
FERTEFHEMUTLIEE L,

sec-phred-deltad J¥aV(FUR—hENc—k 77 54 X/NIEEAIL
TeP SAAXVNAOTI[CEDWVWCHAESND TR 54 XN/ O —
JWUET o —RT7 A A DPhredBEEEIRICEHD D 2R S A A/ BDFH
HLUR—hENET,

sec-aligns-hardZd J¥avIF BT CTEDHELDDZLD R T SA X
VDB BDBE. TNTCDIRT TA AV SDESZIIHIUE T TNTD
IRV SAA YN ER I TEIFNEE  sec-aligns-hardZ1(CERE L.
D —R7Zs@fl| i (C v E > I SNIENKRDICLET

supp-as-secd JVIAVHICRENTVDHE . BE (FAD) 754
XNFSAM FLAG 0x800C (37K SAM FLAG 0x100CL/R—hENER
F . YR EMEIFOC T o supp-as-secA SVaVIFFLAG 0x800(X i
LIEWY—)LED B ZIRELE T,

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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FTvav BrlilE

--Aligner.hard-clips hard-clipsA 72avIF3EwbD T4 —)URELTERU.0~7F TDEE
FDBEZFERALE T COEYNIRDEIICT A ANEIBELER T,
e B NOIF—RF7PSAXT b
e By MEHHE A AT K
e B R2IFTXRTFTAXT S
BEVYNF. ZOEEDO—NILT A AVIIN\—RoUvEY T (1) Ffe
XV IRTUwE> T (0) CUR—bENSDVERELE T . FIHEREBIZ6 T
T CNUF—RT SAXUNGY IOV E Y I FERURBET 54 X/
BROTRT A A VNIN—RIOUVE VI ZFERTHEZRKRUE T,

DRAGENJI S5 T7XvI\—

DRAGEND IS IR wIl—[E. BIXY bOEESKIUAIVZSFU—RTY Y TT DI ENREEZDM
DEFICBIFD/INU 7Y P I—-)VBEZRLE LT T, ISTICEDIXV Y NI BBHIDO7 5S4 XY heg
CUT7 UV R(ICHRIFATN TV SER/\TOY A TICH U CALT-awareY v EV I ZERALE T, DX
Vv RTlIE U=y =YY EVIARRTT A A MRRFRID T S TINRAZRELE T, 57
Nvl—F ERINU 7Y hESTU— RO Z2N50/NU 7Y MO RIS NI ENRZICS IEMIT 5N
BfcH. YvEVIDEKRSZERULET,

FASTAUD 7 UV RIS TU T 7 UV RICERTBICIE. TJx—IVTUNNUT7 Y hOER/\TO5 A
THSHEET SHI900,000D8WNA LI T« T AT 4 J7ZAUVTDRAGENDFASTAY 7 7 U > R %2 Hhik
LET. Yv/{—(FALT-awaretREDID D COHEEF. BIELU T bF—/\—=T 54 X2 bz AL THIG
FTo—R7EVIUTPSAAY MIER/IN\TOYA TERYFITBDI—RZTFALET,

—EDEM/\U7 > b (VCF) Feld/\TOFA THES5NIcHE. FASTAOZEE(FRD2FEFEICHFE S
F9

s FWHFFFT«4TAVFT 4T COBRERFER/\TOYA TZXRLE T, ALT-OV T 4 JFT > J)LIN
PUNRRREEIT ST T —IVIURINUT Y FOMBPEDEBZZTIENDDHT,

+ [BBX (ambiguous) J—F (IJUPACO—R) @ COREREFSNPZXRULEX T, 7V SA XY M ZWNET
([ClEF. 2B UTCEHISNPZRWNTY T 7 U AFASTAZ fiREEL X 6

U—RMI=DT

DRAGENIF/\—=RD T 7705 L—Y3VICLdU— NIV IZRAVWCU—RDS7 =T 4770 b
ZBRECEFXRT, I\—FDI77o0E5SU—r3avICidU—RhIUZVTE DRAGENY v/ {\—D—EB
EULTU2008 KUAWSY AT L CERAIRECH D, EBIMDZ VT A LlIEH DD FE . DRAGENIE. & &
SHTEBEDT —F « 70 bERICIEASHICHEITZ, EBHORZ U bV ITT )T —ZRELR
Fo V=T 477U MREFEREMNZEMLLT. BRL. BROETOHDOU— N UV TZZEN
TR CEE T, U— MUV IRBEDELESDE—NCHD, \—FNUZVTEVTRIZVT
ZERUET,

XE&ES 1 200005495 v00 JPN 77
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IN—=RMIJZVIE—RZBMICTDICIF. ——read-trimmersZFALF T, /\—FrUZVTE—RK
TlE. 7—T 47727 bDOAEEND DD DDIFA YTy hU—ROBBRESNE T, 20BEFREIC KU =
VIENBDU—RE T4 TEN, IONEEZFERTH T —ARILY—U—RICEBBEEINET,
DRAGENIFZ T 4 )LZ U JEND U — R7Z0x200D T S I IFREICEIDHTE T,

DRAGENIZFRODEWEMEY T b NIV ITE—RZEEHUTCWVWET, VI MNIZVITE—-RTIEF. U—
REFhUZIENUEDDE LTI VE Y IESNEITH, BRESNDEEEHDFEFA. VI ME—RT
RN —ZBMCTDICIE., —-soft-read-trimmersZ{EALET,

VIMNIZVIR PIAAY MSNEHENFRTERRIC AN IV TSNEBEZRD CEEL. MNULH
BBIE 7 —T 4« D70 h2E0U— RORFNEIRANY Yy EY JZIHILET. VT b UV IE Poly-G
P=TAT7 I NEEDNYLRIRRET =T « 770 b2ZTBU—RRU T 7 UV AGRERIUN—ICN v
EVIENDDZEHLS, KIld7ITI——0 VAR Y FITHU T 7 UV RAEMICR Yy EY TENDD
ZHEXRT. VIMNIZIVIRR VI MMV IZERLTOVEIINEY — ROV Yy TSNTLSER
PNBETHEREGFD U T 7 UVVARIY IVICU—REY Y TIHEREENSDET, VI MMIZY
I ERAFDEE. DRAGENIFU—RZT LUV IRT, BRICMNIZVITENCEBERSNDIRE”
SZOU—RZEYYEYITULFREA

Poly-G7—F 4 77O MIRTDY T MU VIEFYR— SN AT AOFHRE CHEMEESNTL
S

U—thU=20Y—)U

EERNI=VT

BERNIZVIEFEU—PD5 Kinh SEE UCEEHZRELE T BESNCYAXD77> 7YY
oY= VRT=YEBIIRTHD. U-RFRIASGIFTUT A DY—T VAT -IDREZ-BEULTBA
BDIEDFHINDHEG, BER NIV I TFHENOHZERTEET,

Poly-GRU= >

Poly-G77—F « 770 NME. GRHAHE T UIe(ICBDBEVERGH I—ILEND28F v RILDY—T VR
VAT LICENE T, BRIYIC. DRAGENIFFEZZ(SfTcU— FOXRIGICHDWVN DO DR eELMERE
DHHCEREZ I-)VUET, AVIZIRXR—Y 3P 2TV TIVClE. FEZRITZEZ<DU—RD
BLGCIYTYYDHHY T 7 VY ABEICRY Y TESNHIENHDET, FEER(FCU— NI TRUIE
CEEZELUDHZEDDDET,

OAVFANIZVY

BEDIZUT «1F5 RmlCEANDU—RORETEEBICHIEL. GHRORPFETICEDTT—T 4 T7 T b
CFXBIENE T RIFTUT A DIBEEFVYEY TSRO T SAAY MERICKET S ENHD. KNI
FEE™ROINU 7Y S O=)LECEXFINED=)LIC DN ZEN DD ET. JFUT 4 MUV TY—
UFE Kigh SARICED > THGEFIER I AU T « Z28H L. RINBDEEZREIT HcH. BE
DHIHIF--trim-min-qualityZZ VW CHERE LIcBEZ LD T

XE&ES 1 200005495 v00 JPN 78
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7Y TI—NI=ZVT

SATSU—FARPOBE. THEDENSEEADSHDSA TS U—D FRALLETFITI—EIZESAT
WoBIF VT A1E)— FOEMZBIEHT ENDDEIRT . BTFIICBRESNIEVESG. 42U — K
WREDVY Y EY IHEE TRETOBEZETSEDIENHDHRT., 7FTI—MIZVITY—)LIE
FASTAD 7 A )LD SF7 FTH—EHZFERALU T, BELETA X ZBAHEY NINTZRELET., 7
TI—=hUZVIE10%DIAN Y FZABTLE T,

ERIEREN =T

INEMEVWKTZIEFZDMDERRICKID. IFUT 4 NUIVIRRITTERFVEEG. BlOA T3> (EFU—
FOXRIEH SBHHFEBHKERDHZRET LTI, BIEEE. BIRIGE MUY —(E. XA MTORK
HICEADS T, WEBUEY— IR TOmWRRICH LTV TIVIESEENY Y FH—FZERLET,

RIRNIZVD

RO MIN—Y—=)LDOERITE. FU— D SEEREHNZRET SCHIC. RINRMNIZVITY—)%E
RUCT. PUN—DREZRKICTEFT, fIAF. FU—RDS5 bprELEVGE. BESDDIEICER
ESNBDDTHNE. 7 bpDT7HFTF—bw bHREESNDZENDDET ., CORBZERT DI,
DRAGENIZH 7 3 VD&RINNULRT « )L —2#HULE T,

FRARNZVD

INSTFPCR7 > JU AVIEEDBEEY A XDA VT — DS54 TS U—ZERALTVDEE. BRETDHH
DEEHCIIEL, IXTOYU—RZRHEDRSICANIZVITHRSZEEIT DHHLDENTT, D
ZalCld. BARRNIZVIZERATHIENTEXT,

U—RhUZVIARNIT X

MY —|d<output prefix>.trimmer metrics.csvEWVWDHZEIDNWVWEX RUTRAEZEELUERT, X b+
O RAFITXTCDA Ty bT—=FDETUNIVTIRESNF T, COX KNI ITXIZw MEU—RFEF
BEDEN T,

XRNUT R A

ATV —k AFIT7 A )VFRDYU—NFEEL

EAVTYNEE A Ty —NRODIGERE

AV TYMEERT R1U—RARODIEEHEEL

AV TYMEER2 R2U—RARODIEEHREEL

YA Ty - AV TYNI =R TEIofeA > Ty NMEEDFEEL

XZE&S 1 200005495 v00 JPN 79

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,



lllumina DRAGEN Bio-IT Platform v3.9

ARUZR
NS> gENERU—R

NIZ TSN RE
U—RBeODNIZVTENTFRE

NI=>TENfcU—Riebd
NIZVTENFHIRE

R1MD3 KimlC5&F I Dpoly-G K-mer
R2(MD3 Kim| 577 I dpoly-G K-mer

J1IFUTENfcEU—~
U—RDJ4)LFU T DIzHDRID
&N\ —h R

U—RDJ4)LFUZ T DIcsHDR2D
RN\ —RK

(MY —Y—)L) MU=V TdENfcU—k

(FIN—Y—)L) NI TENTGE

-~V TERE

ROA T3V ERLTI—RFRUZY

XZE&S 1 200005495 v00 JPN

B2

VINNUS Y HESFE, AL EHT DOBRRICE ST
ST ENEU— R,

VINIZV I EFEWN NS T ESNTAGER .
A VTN =R CEIDfe NSV TS NTIREH,
M=V TENfeU—RCEIDfe =V TSN R,

NIV TBOHEPOlY-G77—F 4 I7INEZOR1U—RD3
R ELo

NIV TBRDHTEPOlY-G7 —T 1 I 7INeSTR2U—RD3Z
Rl

M= THRICT 4 )LV T TERA SN —REL
RN\U—FRZ TFE>TChIZVTENTVSEHICT(ILTY
VI THRANSNERTU—RDH,
FRN\U—FRZTE>ChIZVTENTVSEHICT1ILTY
VI TRASNIER2U—RD#,

IV —ICLKOTAFELLEDIBENIZ VT ENEU—RE,
DRAGENIFR1ER2D@AA hENIZVTENTEU—RD T«
IWEIV TR (T ALV TENTVIEWEF T 4L
VIENDICH T DANITRZUIR—bUE T CDOXRITR
(CIF VY IRNIZVTRICAIZ TSN U—RDEENE T
FEDBENZVTY—)UIANI T AZELUE T,

PN —ICROThUZ VT ENIGEE . COARI TR (IR
ER2D@XA MENIZTENTEU—RDTAILFU TR
(TAIFIUITENTVIEWRICIE T4 )Ly U TENTD) (IS
WFTDXNITAEERLE T . COANIT (T VYV TRNU=
VORIV T ENEU—RDSDBENZENE T, L5
DENIZVTY—)UEASI T RTZERLE T,

TR ULE T,

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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ARUT X

-—-read-trimmers

--soft-read-trimmers

-—trimming-only

-—-trim-rl-5prime
-—-trim-rl-3prime
-—trim-r2-5prime

-—trim-r2-3prime

XZE&S 1 200005495 v00 JPN

Bl
IN—=RrJ=VTE—-RTRIZ VT T4 —ZERICTBIC
(F.FEARALEVLWNINY—Y—)LDAV Y TEYSNTZ I ANIER
TEUEFRT . NI=ZVITZERNC T DICIE nonelCERELEFR T . W
E>IhCTRXTDU—RDS 7 —T 1 TP BRETNE T,
U—RhU=VJF IR E CEMICINTWVET . BRI7EN
N—DBZIMNEILLTDESBDTT:

fixed-len : BERNIZVY

polyg : Poly-GhU=>J

quality @ IAUTANJ=2T

adapter | VY T5—NU=2T

n . BEIGEN)=T

min-len ! RJO\RNIZT

cut-end | RARNI=VT

VISV IE—RTRIZ VT T4 )L —ZBRICT DI
FERULCVWNIN—Y—=ILDAHIN TSN ANIHEE
LET . VIMIZ I ZENICTBDICE nonel CBRELF T,
RvbEVTRC NS TENTEDDRIICU—RET A X
RENF I IBEFINSDU—RHOSRESNFT A B
FRUR—DEZFNFLUTDESDTT .V INIZ T (I AR
EICKDCpolyg /I —ICHULTHERITETNTWVET,
fixed-len : BERNMNIZVT

polyg : Poly-GhU=>2J

quality : IAUTANI=2T

adapter | VY TY—KU=2T

n | BEIEENI=T

min-len . B/J\ENJ=2T

cut-end | RARNI=ZVT

U—RRUS VI DBEEITT BIDDIYE VT ETSA A
NEERICUET

U—R10D5 KD SIS I SN EEOBESFEELET,
U—R1D3 KD SIS I SN EEOBESFEELET.
U—Ro05 KD SRS I SN2 EEOBEERFEELET,
U—RoD3 RBHSRIZ VI SN2 EEOBEEHFEELET,

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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ANUO R aiAA

--trim-min-length RN\J—REZIEBELEFR T, DRAGEN(F. U—RrU=VIh5E
TUulg . &N —FROELDODBDEVWRSODU—RZT 1)L
U>VIUET,

-—trim-min-quality U—RDOR/NIF T4 ZIBELFR T DRAGENIFR/NI AU
T4 EZ NEdIEEZU—RD3 KighohI="TUET

--trim-adapter-readl P TI—BEZOT7A )L7ZEEL. J—R1 D3 K\ SH
U=2JUF T,

--trim-adapter-read?2 T TI—EESTT7A )V7EBEL. J—R2D3 KigH S
U=2J0UF T,

--trim-adapter-stringency NU= D (CEIL 7S T —18EDR/N\ZIEELEF T,

--trim-max-length ) —RDESINSRN = VI TCEDIREDRAR ZIEELF T,

DRAGEN FastQC

DRAGEN FastQCEYa—/)UlE. I\ A)Ib—Tw b—5 VI RF—5DI AU T« D> bO—)UVITERTN
BDHBOX NI IRAEZSTE T DcHDY—)LTT, CDY—JUIFBabraham Institute®FastQCY—JUIC KD
TERSNIEXA NI OAZETIVICLTWVET,

DA MY TRIFTRTDDRAGENTY Y TP S5A4 X NTJ—0JO—CHEMICERIN. BINDS VYA
IF7E<, <PREFIX>.fastqgc metrics.csvEMEFNDCSVERD T 7 A )UICHIUET,

B2 TILQCICDOHEEND S KIclFFastQCHERDHZFIWLEE. DRAGENIFfastge metrics.csv
T7AINZERENT DICHDE— FZRRBELET,

FHIRE CTlE. DRAGEN FastQCEU— R MUV IFRBENLY —T VAT SA A NO—0 70—
THRLIERT Y TEUTEITENET T DNAV A XY ORMETIFFWVEG. FFQCHERDLDERE
<HMEBICHDEHR., D—2070-DXvEYIBRUOBAMEID—EZHEICCEFTIT, D—oJ70—I[F
FELGANITRT7A)IDHFZ2EIL. KTO%REL SV ZRITUERT, DA T a2V ZFERTDICIE.
DRAGENOY > R#g|C--fastgc-only=trueZx AJJUE T,

ANUD AR

AXAEU—HICKD, IRXTDOXA NI TXICHUTIBEUNIVDBREZRILET D EFTETE Ao
DRAGENI&--fastgc-granularityZN UEZVJCRTD 7V IV XLV Y 12—V 3 V7ERHUE
9, DRAGEN[FEY A XFIFMRITV I VICEDLKA MY TRACHUTAEY —[2256E VZEIDHTE
T, A~T7TESTREBRIE YA XERET DICHICFERATEET T, BUMBIFRD KEEEIEEITH LT/
SHEVEFERBULET, BUMBIFLEDKELRY —RRICHUTKELRE VZEDH T e ICERTEE T,

XE&ES 1 200005495 v00 JPN 82
ARMOEAENIARICRESNT T, SICOFERRTEIX A,
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HIRE UEBRLUARIVDOEEE (bp) 150 TOEERE (bp) HRINDU—FR(bp)
7 (AR RE) 1~255 1 <256

6 1~128 2 >256~<507

5 1~64 4 >507~<4031

4 1~32 8 > 4031

P TI—BROKmer>—o A T7A4)b

FPEITI—FKIFZDMDY—r Y AAVTYICHTHX MU TR ZZHBH(CIF. DRAGEN FastQCl&
EFENDEHNZFASTAERN CIRHENDMNENR DD E T, CDIZHIC. DRAGENIFRDF T 3 2 7ziRH
LET :

o FPHTH—BEHICIE. --fastgc-adapter-fileZFAULETI,
o EIDDHDkmerDBMICIE, --fastgc-kmer-fileZFRAULET,

--fastgc-kmer-fileA T2 aVMDiFE, HFUCT Y T —ERZZET S LF<EDDHDHEHNZN
ABDENTEET,

DRAGEN FastQCI3&EH 16X TD 775 TH—EkmerBL[CHINTEFR T, FhhllE. &E12 bpDESF
CTHRECY ., ¥IHAERE ClE. DRAGENIZ/opt/edico/config/adapter_sequences.fastalldpdF7 T T
Y= 7AI)EERALET, DT 74U, Babraham Institute (v 0.11.10L1k&) DFastQCEBUL,
RDFETE—EiEZHERT,

o AW=FIAZ)\—H)L7HTH— | AGATCGGAAGAG
e AJU=7FSmall RNA 3'7 % 75— | TGGAATTCTCGG
e AJV=7FSmallRNA5'7%5 5 — | GATCGTCGGACT
* Nextera b5~ ARE—REHI : CTGTCTCTTATA

FastQCARJO X HF]

FastQCX hUJRIE, <PREFIX>.fastqc metrics.csv. EFIENSTVHAT 4 LI MJICCSVT 74
IVERTHEAENE T,

UIR—bhENBDARNU TR EA NI TREIATZEIC8DDEI Y IVICBEBINE T, FEEI/VaViE &
& RIYIVFEFZTDOMDEET AT TUDIVEHCEICHILDITICHREINE T RDKDEX b
UORTATICKDOTEIY IVDHBREINTVET,

FTvay E L
Read Mean Quality D—R8 BZPhred AT — )L U T« BT EHICIERAINE T,
NXE&ES 1 200005495 v0O JPN 83
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FIav
Positional Base Mean
Quality

Positional Base Content

Read Lengths

Read GC Content
Read GC Content Quality

Sequence Positions

Positional Quality

B2

BEDIXIUAFNeZd U—ROREDHZMICHDEREDPhred AT —
WWOZF T B FFTEDIRT 23V K FEE DV TND DEHZATEHID
([CEEEENE T XTUA FRE2EBICEEH ST AL C.G . FEETICTD
CENTEX TN ITEDOBEERIGEIII AT AR ERE. BHQV27%
NHEEAONET,

U—RDEEDBATICHOIZREDRAT A FROBEH L RFEDIRY
2AVHIIFEBEOWVWFNDDEFAIFIDICEEEH INEFITA.C.G.T.N
WINHDRIUA FRH2EBICGCEH INE T,
MEBEINCBEU—PFROHDHIY—FHEH . ESIE. --fastge-
granularityZEAUTCEEUCRECRUTC HEDY A XFKIFE
FDOWLWIFNHZEDET,

0%~100%DEDEGCCIV T YVIN—trT—IDU—NEEL
0%~100%DEDEGCCIAVTVYI\—t T —IDU—RCHT DFT
Phred AT —)LDU—RTAUT A F5(E,

A VTN —RDRFEDMENSEIAL. 775 T5—KTIcFZDhdDkmer
ISR SNICO. Bohl (&5 R CRENTCANI I ZERRICHIHIC
EEHNE T GZAF2EBICERH SN FEDRI Y3V FCIFEFEDL)
FTNHZEDET,
BEDBABRIUDMDREDDMURICHDIEEICHT HPhred AT —
IWOFUT 1B BRTIEVIDICEHE SN AFEDRI V3V FEHE DL
FTNHZEDFTT . DURIF2EBICECHE . 0~100DEHZHDFE T o

ROBIFE LIV 3 VD SDINEZHET .

wovay
U—REGoFUT~«

I3V BAIORED
YIAUT A
MITaVBADIEED
¥HoF )T+

I3 EBAOEED
MHoF T4
MYVIVEBENORREIY T Y

XZE&S 1 200005495 v00 JPN

XL XRNUOZR E

U—k1 Q38U—K 965377

U—R1  U—RR2232145~152 TD 34.49
oA )T+

U—R1  U—RRI232150 TD 34.44
Y504 UT«

U—R1  U—RRI32256+ TD 36.99
YO FITA

U—R1  U—RRY232145~152 AlRE 113362306

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,

84



lllumina DRAGEN Bio-IT Platform v3.9

wvovay XA ARUOR &
RIYaVBEMaOEREI Y U—K U—RRI23150 AlRE 14300589
MYYavBaOEBEEIY 7Y U—K U—RRI23256+ AIlEE 13249068
—RE —K1 150 bpU—h~E 77304421
—RE D—K1 144~151 bpU—HFE 77304421
U—rE —K1 255 bpll EU—FE 1000000
U—~GCOv 7Y —RA 50% GCU—k 140878674373
U—RGCOV T IoA T+ —RA 50% GCU—R¥EGo AU+ 36.20
B5lRY >3 —RA 'AGATCGGAAGAG' 137 bphata 20
B5lRY >3y J—RA 'AGATCGGAAGAG' 1837~144 bp 23

BAMA
I3 I T+« U—R1  U—RRT232150.50% 9 (mQV 37
I3 oA T4 —K1 U—RRI>32/145~152.50% 9L 37

=QV

ALT-awarev¥wvE>J

ERUT7UYRADGRCh38IE. COUT 7 UYADLURIIN—Y 3V KDBZELDAFIVE T+ T\ TOH
AT, TEOBATIAY T« I EEHET, —MRNIC. YvEYITITDYU T7 UV RICEMISERICHT D
ATV T4 JZZBHDETIYYEYITENI 7Y N I—)UFEENB ELET, 25 ULIEWES. ALTD
VTATJICNYFIBD—AT. — X7 LEVTID—HITDEMICHITDRAIAT7MEVNI —RIFZAT7 51 X
VREINBDTELDDEFT, efel. ZLDYU—RPBALTOAY T4 IBRO—R 7Y TUD—HT DHRY
VI VIIEULKTSA A bESNDEEFE. BRIFELEZ UEW v E VI TIE/INU Py b O—)UREHE
TUZET. DRAGEN ALT-awareX v EVJ(E. ALTOV T« IH5DEFERMEOE EZHFUEH S, BRED
ETEEZERLET,

AlLT-awareX v EV JIFIBEUALTU 7 b4 —/\—=7 SA XY hTRBEINC)\v 2T —TILHRET
T, FMICOWVTIFE. 14 X=ID [ALTOV T4 J)\wvoar—"J)b] Z8RULTLLIEEW, UT K
F—=I\=P A XY NTHBEUC/\vYa1T7—TJ)IUhEEINTVSEE. DRAGENIFBEMICALT-aware
RvEVITIVEERUET. UT hA—NI\—UT 7LV RZBWVWCALT-awareX v E>V I Z|B\PICT D
([Cl&. --alt-awared 73 3 v 7xfalselCBREULE T,

ALTOYV T« MU T 7 > Ahg19FK fc[FGRCh38 TR S ND1HEE. DRAGENIFALT-aware/\v > 17—
TNENEE UEFE T, DRAGENTCDEHZENICT DICIE. —-ht-alt-aware-validateF T 3%
falselCEREULFT,

AlLT-awareX v EV IBEMDEE. DRAGENDY V/I\—ETFP SAF—IFALTAVT 4 IRITa v E—H
T—R7ETIRIayEDOUT hA—)\—DEFRZRHLUET . DRAGENIFALTIV T « WD
V—RYYFEFEOT. BEODRXAITZHEBENEETHO>TH. —HITD— X7 TUPSA X hEIE
ULET. — 7LV TUTSARXY SDBEHBLOB UBANEZB U BOEMEDALT? 54 X ME
BEZNZNED. UT A== IL—THERINE T, BYLBNRFP 7 SA XY NEEELUERD, &
U F—=I—=TI—TERA NN YF TP TAAXY M TRAAP VT ENFET,

XE&ES 1 200005495 v00 JPN 85
ARMOEAENIARICRESNT T, SICOFERRTEIX A,
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ROBVWAIDTDU T M —=/I\=JIL—TH5S. —REDT7SA XY EULT—R7ZEYTUDKREKRE. 2
BEHIINZAMEU T b A —=I\=T)V—TICHTHAAT DEICEDVWTEHINIEMAPQRMESNE T,
—RTPEVTURIC—RTF SAXY b2EIITHETERBLE T A XY SOy IZHF L. €2 TO
INU7 2 b O=)L7ZBS(CUEX T, --Aligner.en-alt-hap-alnF 73 V/7%Z1(CEREL. --Aligner.
supp-alignsPOZBA CVDIHEE. —HIDFIIT T« T)I\TOFATT7S5A X bHHEAIEN., #E
PIAXYBEULTITSIMIENDZENDHOET,

BUNE. 2T« TI\NTOYA TZIET SIchDORE 7 TO—F DHE T,
o AUTOVTA4JBLDUT7LUYANDYYEV D

- AUTOVTA4JICRYFIBRDALTIVT 4 JIEFZAT SAXY NI HOREMEN DD REEIED) U
Y- ZBESTIENDDET,

- ALTOYVT A4 IRV FITHDATAVT 4« IDR—R7ZEVTUEKRBICELEDHEE, YyvEYTEN
U7 N =)LDOREFELEDXT,

o ALTOVT 4 JIEHDdDN. alt awareDIEWWYvEV D .

- ALTOVT A IR YTFIBRDALTAV T A IDZRTSA XY MET. BETHREED/INUT Y~
J—J)UABELEENE T,

- —EOU—RAALTIY T 4 JIINvEY T ULTWVSTEH. FILEF T« T)I\TOFATICKDTH
IN=ENTVBS—R7 BV TURBBDT 54 X by IHMEWL, FelF0ITIED T T,

- AIWEFT 4« TI\TOYA TH—=RF7Z eV TUIFELULTWVWSFXICEFE—DHEE. 4ILYFT 1T\
TOYA TICEL D THIN=ENTVSBEEICHDMAPQHMELY, KT2FOICEDE T,

- NUPYIO-)RERFAIS ST T« T\ TOYATICL>THI\—ENTLDEEEETETL
F9,

o ALTOVFT 4 B KUValt awareDHdNXvE T !

- AUTOVTAJICRYFIBRALTAVT A IDBZAT SAXY MR BETDERHBED/NU T b
J—J)UDBELEENZE T,

- —RTPISAAVI=RTFZEVIVUICRVEYTFTRIcD. ZIVFF T« T\ TOFATICKoTH
IN=ENTVDREDBEDT 54 X bAINLY I T,

- UDMF=I=II—=TADT 54 A2 MEBIFFRET D EER STULL s, BEDMAPQHEID
HTHNEI,

- U—RNRYYFIRATIV T4 IDR—R7 Y TUEKRBICELEDES. YvEVYITENNUTP VS
O—)VIFRFIEREICIED T T,

—=Fq0
RYEVIT/PSAXY NIRRT AIF, PBIRETIEU I 7 UV R =TV RAERIY I VTEIY—REN
TEBAMD 7 AN 7Z2EHUE T, COBAMT 7 A I)VZEERT DT EICKD. samtools sortXfCIFEFD

MANTOBR AN RZEETITDNEURZIRELEF T, BAMT 7 A ILDERZERIFCIFEMICT DD
(C. RDED(C--enable-sortA IV aVAHHATEEI,

o BIMCTBDICIE. truellRELET,
o MMICTBDICIE. falsellRELFET .

U7 UYRIN=RDITP VAT LTE. 30xDEY / LTY— S EMEESNCS U TIES V5 A LDHI6
~7TtEMULET,

XE&ES 1 200005495 v00 JPN 86
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SEI\UT7VDT4IVEUT

DRAGENIZRI<DVCFT 7 A JUICHET D/NU 72 b2 RBDIFCERETEE I, DRAGENIFRDE— I
WHLET -

INEIEIndelEBERE | BEZTVCFERXE—)V/INU Y > MVCFEERBDIZEE. DRAGENIZAE—/U/N
77> BVCFICIRN &S ENVCFROD/NS KEIndel X TE T A JLF U T UET, IN\UTP Y hE )/ —
RNOAXTBDIEDIVNCF I 7AW ZEERTDICIF. UTPUVRYT /) LAZRETDINENDDFT,
DRAGENI(&. RAB00BECEICNIZVIBRUEY T NEZTDETINUP Y 2/ XS4 XL
9,

SMNE#&EIRZE | RE—)U/\U 7> RVCF&ExpansionHunter VCFZE{ERGMIBE. DRAGENIFINFO%

2 VARID=SMN(DI5 D ExpansionHunter VCFRD S A > EE URBEKERI S 3 U ZET D AE—IL/WU
7Y NCFRhDSAZETAIII VI UET, UTFUYRT ) LFRESHDFE A,

VCF&ETeldgVCF I 7 A )72 AFIJT BICIE. RDINY RSA VAT a2V FERUE T, AT 7AIVIFE
BEENF B A,

vd-sv-vcf | HEETVCFETC(FgVCFZIEELE T,
vd-small-variant-vecf | XE—)U/\U 7> hDVCFEZlFgVCFZIEE L X T,
vd-eh-vcf | ExpansionHunter VCFEXTcldgVCFZIEE LT

DRAGENIFRD K DIFHANT 7 A )LD ERERBZHELET T .

AVR—xVk SRR
HHTLVT1wI X fBHhoutput-file-prefixlCUTIBESNTWVDEE. DL

T4 IR FBEEDEHATNE T,
ENBMTIFEVGG. TAILFUYTENTcA >V TybOEmn T

T IAEVTERINE T,

BER[RET— FERTDIEEREE—NICHUC. TUTAvITADEIT . small_
indel dedupd/cld.smn deduph¥itEER T,

74 )VODIEFE HBAT7AIVDEREIIAN T 7 )LDTERE (VCFETZlEgVCF) [C—
LET,

enable-vcf-compressionHtruelCERESNTCWVDEE . ASIT7
A IV ERSNTOENCEDLS T HAT 71 )bidgzipie = CHEHE
INFEI,

IANIRSA A T3y
JNUFP > REEREDYDIC. XDOOAX Y RoA VAT a v EFERUET,.

FIoav Bl
enable-variant- J\UP7 U NEEREZBWICT DICIF. truel BRELERT -
deduplication YIHAER ElF false CTT,
enable-vcf-indexing TabixDA 2T VI A T7A IVZEERT BDICF. truelCFREULER T,
YEAERFE(Ftrue T,
NEES 1 200005495 vO0O JPN 87
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FTvav BTz

vd-output-match-log THEANTPAIVICRYTFTHTA U 7Zicix I DICIE. truelCRELE
GBI EIE false T BNYYT T TZDDNYFTHTA VHE
NZNZTA0—URISHULWLSA VHiEER T . X FOJ DEHIE.
FATOEERETE—NIMUC match_log.smn_dedup.txtF/C
[dmatch log.small indel dedup.txtDEBONIEDET,

LUNESMNEEBIREDIY UTc S V72217 212D AN ROBITT

dragen --enable-map-align false \

--enable-variant-deduplication true \

--vd-small-variant-vcf <small variant vcf> \

--vd-eh-vcf <expansion hunter vcf> \

--output-directory /tmp/ \

--vd-output-match-log true \
Fle. BELAERXEI)V/NU P Y b O—=5—0O@AIEMDEE. DRAGENY 3A4 Y hI—5—D5D
HAICDNT, INEEIndel DEERFEDBERICRITCEE I, NSEIndel DEEREZBEE TETI D
[Cl&. enable-variant-deduplicationZtrue(lREL. vd-sv-vcf, vd-small-indel-vcfH R
vd-eh-vefDA YTy b TV 3 VHRESNTOVBWNC EZHER L T EE W INSTRINdelDEEFRED
HDBEBTERITENE T,
BUNF/NEFINdelBE/FREDBEEN S 27217 D 12shD AN FOBIT T,

dragen

--ref-dir <REF>

-—output-directory <DIR> \

-—output-file-prefix <PREFIX> \

-b <BAM>

--enable-map-align false \

--enable-variant-caller=true"

--enable-sv=true"

--enable-variant-deduplication=true"

--vd-output-match-log=true"

EEB/Y—F+J

BERTVIAXY M= ROXY—FVIXEBRERLET /LY =T VRACHBITEINANTSIT 4 AT
J. CON—FVIFFBREZTOIEWVGEES, NUFP Y bO—JUICI\A TP RXZ4ED, RNEEEERICDE
HOFT,

DRAGENY AT AFEE U — RV —IFCIFBRETE. FLAGT « =)L RSN =0 SNCERFCETE
([CBRESNICEEDEB S5 ZZUBAMT 7 A ) V2R ULE T,

XE&ES 1 200005495 v00 JPN 88
ARMOEAENIARICRESNT T, SICOFERRTEIX A,
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7))L

DRAGENDE®E~Y—F>J7)LJU X LlFPicardy —)LF v bDMarkDuplicatestégeZE T ILICLTLE

o PSAAY REINETRTCOY—RET Ty MIHFEEINE T, FY Ty bOITXTOU— RIFE

BLUTVDEREMN D D KT,

2DDRFHEETHICIE. ROBHZEICTENDDXT .

o WIRmDTF A XY NEREMNE—. CIGARKD. VI I UwTXREFI\—RIUwTDIHITRY
VIVHREEINTLD,

o 2DMOFKMDAEMHODEIENE—CHD. ROHAHDEEN—EFEBICK LD,

X7 TlIFEVU—RE, DU — ROWVWTFNHDXKIRICH U CE—DEES KOBE—D[aER D H5HE. N

P THOTHONRFCTHELTH, BREN—ITINDHIENHDFET,

NvEYITENEVKRCFU— TP FEBEULCRY =T END T EFHDFE A,

DRAGENIZE®IIL—TZEAEL. TDITIL—TDIEDNI MEEEZERL. TDMHZBAM PCREK
JEEAZROEET ST (0x400K2F10EE1024) TY—TULE T, LRDIeHIC. ¥—T 2V ADFH
PhredZ 4 UT « [CEDWVWC, EEZXI7ZIELET . NP ([F@iHDORA D7 DESHZRZITIRO ETIH, X7
ClIBEVWI—RRENYYEY T Uc—mD A7 ZFET . COAIFBFREEVIAUT 4 DX—=X—)b
DHdY— FZRFIDICHDBHD T,

2DDNY (FfelFU—F) BoFUT«XI7ICHEXY vF UL TVDEE. DRAGENIFEWLWADT A X
VROV DHDNTEERU CARDADV [CEZDIFE T, 754 XY bAO7DECERDNTHHD
25 E ClE. DRAGENIFERICRV ZERUE T,

N7 CTlFENWI — FROR D7 (&, BRECEDFHIPhredI AU T 4« A7 EED . RDKDFHESINET .

> i(R-QUALJi] where R.QUAL[i]>dedup_min_gqual)
sequence_length(R)

score (R) =
ZZC:

« RIEFBAMLIO—KF&EULFET,

* QUALIFPhredZ 4 UT 4« A7 D7 LA EULET,

» dedup-min-qualld¥IHHEREMBNI1SMDRAGENER A T2 3T,

N7 DigAE. AD7F2DDERMBICHIT DRI DEET T,

AA7FHEHFCTREFSN, EF4DDNCEEAATNE T, WERAICKD. Picard CEIRSNICEE
N—FVIEFEBDEBEN—FVINEUDENHDFT, e, TNHSDU—RIEIAUT « h'fE
LUV e, U7 Y bO—)LDBRICKIFITHEFERCEDIEETT,

HilBR

DRAGENZEE Y —+ 2/ J D (FROBIBRNE CIFEOFT !

XE&ES 1 200005495 v00 JPN 89
ARMOEAENIARICRESNT T, SICOFERRTEIX A,
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* Phred>—0T2VRAOFUT 4« AAT7HHEV2DDEERY — FEICEXTHHH5E. DRAGENEFPicardht
BERUCBDDERBE DR ZERT DBED DD E T, CDEWNICKD/NUT7Y M I-)UERICSA DT
BIEHCTDHEETT,

e AVTYHMEUTFASTQI7 7 A DZFEALTCVSEHEE. DRAGENFINYY K54 518 (PGLB)
ELTIDDSA TS U—IDDHFZRZIFANKT T, CDfes. VAT LANDFASTQA Ty MESA4 TS
U—IDCEICRTB O CRIXICUTCHELMENDDFTRT. A TSU—IDIFEELTVEWNC EZXRIT
BDICHDEFELE UTERTETE A,

=Jue==

axX kB
LA NIIDRAGENTEEBN—F VI ZB T DIcHIERTESD A T3>V TT !

F7Vav HBA

--enable-duplicate- BEN—FIEBMCITBDICIE truelCERELE T o --enable-

marking duplicate-markingD"BRIDEE. enable-sort4 T3V DIE
[CRIDHS T ZDEHEAFY —T 4/ TEINFT,

--remove-duplicates EELUI—ROEAZEIHEIT DI, truelCEREULE T - falsel IR E
UlciBa . EEBAMUI—RDFLAG T 4 —)UNTOx400D 7 5714
[F7ZERELET, ——remove—duplicatesb\“ﬁ@@c‘::&\ enable-
duplicate-markingBERICER T,

--dedup-min-qual BEU—RHHDSFEIRZITDOCHIC BEICH T DER/N\DPhredI7 4D
TAAATPZEE L ERUCO AT« A7 DEREICCD A %7
=HFT,

AE-IVNU7ZR3-=)b

DRAGENAE—)LNU7 Y bO—=Z5—[F/\—= KD TP EV T I T PDI\A Ty RTEfT HEiR/ \ 70
AT I1—2—CTF. COI—Z—& &E/)\TOFA TZERT BIcHICBIDREHFTO—HS 1 XUf
de novo7 £V I 7ZEHBL. BNYILITETIL (HMM) ZAWTCU— M EEDSTEZERLE T .

JNUP > N O=)VIFHESRETCEMICINTVET, NU P b IO=)LEBRICTDHICIE. --enable-
variant-callerZd ¥ 3 %truelCERELER T,

U7V 1—=5=7)LJVX L
DRAGENZE—JUNU 7Y hO—S5—ERDAT v TERBLET

o CEMSEEOBRRE: UT 7 UVRAE—HUEWVWEHODOYU — FHEESNSREZEE L. LIEZITOfCsH
([CZENSEIDEE (70T « JHEE) ZFERULE T,

e O—-NA3A4XLNTAFAT7EYTY (&7 IT 1« THEETIE. de Bruiing>>7 (DBG) L&Y
IT 4 JHEEDODEEY—FIXTCZ7EYTILULET, DBGIFEY — RECFEHRD U —FDEERT D
Kmer (RSKDEH) [CEDVWeBBI ST TT, IXTOU—RHEESNcEE, DBGIFFREICE
DET. HEEDNDDEZE. COITTTFEHMD/(ANDIRL. BEGaT R LET., O—NIVE
SIDEOBRUNZTE, KBNS TEDHE. IS TDEDNESNHAEHERSINET T KiE= 108K
U25(FHHARE CRATSNE T CNOSDENENET ST ZEMNT DiFE. FAEDEVNIT S THE5N
DET. BMODIEEL ULTK=35. 45. 55. 65HEITESNE T . COMEIELDODBGH'S. AREMEDEH S
INTCO)CALHHES N, &RE/\TOY A TDTEIFU R ML UE T, 505, EDODNAERHIH A
BLEBIERDRA PSSV RICHDDH ULNIEVEVSREICEDVTITHONE T,

XE&ES 1 200005495 v00 JPN 90
ARMOEAENIARICRESNT T, SICOFERRTEIX A,
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s O—ASAXLINTOZA4T7EVTVU 1 deBruiinZ>7 (DBG) [CE7IT « JEEDEEY— T
NCZ7EVTILLET, DBGIFEY— RECIFEHDU — FDOEE T dKmer (REKDEH) ([CED
WeBBIZTTT, INTOU—RHEESNZEE, DBGIFIREICEDE T, HENDDHE. D
TSN UBHKET DEHD/ CABEHZERUE T O—DILEIDIRDEBEUDETE, KHBVNET
ToHa. CDISTZEENCLT, YA T ZERITCERXRT . DRAGENIFHIHREMBE U TK=10H K
O25ZERALET. CNSDEDENET S TZERT DHE. A TILELDISTHEENDET.
EMDEES ULTK=35. 45, 55. B5WEITENE T, COYATILIFLDDBGH S, DRAGENIFATREMS:
DHDINCD) R U, &#E/\TOY A TDTEFYU A M2ERULE T 350D 5. BEDDNAECS
HAELEBIRDRA MY PZHDDH ULNIEVEWVDIREICEDVTITONE T,

o N\TOFATT7SA AV Smith-Waterman7)UJU X LZFERA LT, B ULEE/\TJOY 41 T%=U
T7UVRT VLT TAXYNUET COTPTAXYNIUTZLUYIADBDEDKDHF)INU T —
VIAVHEFEETDONERELET,

o« U—RAEESHE  HED/\TOYATHEDAUIFILOREEUIEDNATH D EREL T, F/\TJTOY
AW TDEZFY—RZREILY — PRI OEEZHALE T, COFEEFRXTFOENYILITE
TI)IL (HMM) ZFHl 9T & ETEMBSNE T, CNICTKD. PCRICKD T, FelFEELEU—RIC
V=T VATIS—HEUD LKL 2T/\TOYA THREEINED D ULV E X ST IETREM ZE
BUET. HMMFHEIEEINE TOI SV I XY w REFERALU T, S\ESNcU—ROGELEYILTD
WROEBOGEHEEZEHULE T,

s Jx/HAEVT ERE/I\TOYA THSARMEDSH D _BHROEEDHESGOEZER L. SHIE
DEICHULT, ERUIEU—F2AZEA U TV ORHMNEHEEZSIELE T, sHEICE. XTHMMET
MmHSOEF/NTOYATERELT, BATEHIZY— FOBREEZERLET. CNSDFTEEFNA
ADHICHTIFHON, ERUIEU— F2ADERESNCEREL T, FEGROSBISN LS Y Y
TIVOBGRTHONEZFE LT T, RALEDELRIEN L R—MENET,

BAMA 2 JvbhD I« IVEVV T

INUP Y R O=)VRICEBRAESNE T ALY UV TRT v TICTKD. IGV BAMERDIERIFVCF/gVCFD
INFO/DPB KUFORMAT/DPEFEIEDE T, 4DDTV 4 ILF—HHD. I /FAEVITHENSU—R
ZBRN T DICDIERULE T RORICADDT « )Y —DERZRUET

XE&ES 1 200005495 v00 JPN 91
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WUFETAIEUY
a— WUTF&ET 45U VI TR : ST DRAGEN
UBEEN] . (w3
WIBEIDBAM =8 o XRUZADN Y
* MAPQ<1 TR N
[ WUFETAILFUITRS :
e YwEVITENTLEL —R oV DVl
o —RU—K 320LUAIL)
| | * FEDCIGAR
* BaseQ<10
55T74TUHMM
WUTFET 1)o7 U VI TRS :
o FEHEU— R DEPL I
o (ELHMMZI7P) INFO DPA
o HANEoTNBU—R
WUTF&ET 45UV I TR :
o EBICZLLU—R FORMAT/AD
BEU
o (BHMo/N\TOYAT
SE— .« EHEL<RYFTBEHO) FORMAT/DP

o T4 )UF—1FIGY BAMA > Ty EhORDU—RZT 4 LU VT UTERNUFT
- E*g lJ_ I\“o
- MAPQ=0DU— I,

- VIR IUwEVIEINEERE. DRAGENIFANL Y I UR—NEETETDHEEDHY T ~TU Y

EVISNEBEZE T 4 ILIU VI UTHRALET,

({F#HB2) vc-min-tumor-read-qual >1MD&EE. MAPQ <ve-min-tumor-read-qual®D ') — R,

e TAILEF—203BQ<10DEEZE NIZVIT L. RDU—RZT LUV I UTBHRHLET :

- XYvEVIENTLIELW — R,
- :;K lJ_ I\“o
- CIGARDOARERDU— I,

o I )F=BE@IDIBTIVITEHMMRICITVWE T, T ILY—BFRDU—RZT 1 I)LYUVTU
TERAUFET -

- WEHMROITLDU—FR, WANROITLWDU—REF. XPH2DDEHFDU T 7 UV ATVT «
JIIRyEYITEINTVDU—RTT,
- fNEEU—R, U= RFOHMMAO7HREXID BHEWVGEEG. U— RERNEEESNE T,

o TJANWI—4EFI T/ IAIN—DETRICITVWER T, IT /FA)I\—F7 /T— 3 VIERZFORMAT
T4 —=)URICBIMUET. T —4FBERICZULVWI—RET 4 )LEU VT UTERNULET, FIZ
(F. 2DDEIED/\TOY A T T DU — ROHMMAI7 RFIFELWESICZD U — R T 1)L
UV ITHRNSNDERIE. 2DD/\TOY A TDEBSHKDAIBEENBVNVEREF]T S IzthD+57%
BHRZTRT U VWS T,

INFO/DPIEERNEE/EY — FBLUIBHRICZ LWL — FOWHZZHE T
FORMAT/ADS KU FORMAT/DPIF BN EEEY — FDHZZSHE T -

XE&ES 1 200005495 v00 JPN 92
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NUPVRI—=5—FTay
ROA T3 VFNUFPY R I—F5—RF7—I%#IY hO—LLET,

FIVav
--enable-variant-caller

--ve-target-bed

--ve-target-bed-padding

--vc-target-coverage

--vc-enable-gatk-acceleration

--ve-remove-all-soft-clips

--ve-decoy-contigs

--vc-enable-decoy-contigs

XZE&S 1 200005495 v00 JPN

SRR
--enable-variant-callerztruel Z3XE L. DRAGEN/ \A 754 M) U
PUNI—S—RT—IZBMCLET,
(FAT2av) RE—)V\UP R T—5— 57— v BEDEEN/ Ly
I BRUBED 77 A JUICHEE S NcBEHADCallability X0 7%
HIBRLE T« BEDT 71 )LIFFLED ST T TRYISNIZ3FZZET
FRANTF7AIVTT . FHDIFE LA BRI V3  BRUKT
RISV T RITI/NFEEAN—ADET Y, FIAIE:

# header information

chrll 0 246920

chrll 255660 255661
NP7 RDU TP ABEEEDY —5 Y SBEDD W FNH DB E E
BI2HH. TDNUT7VNIESIENE T VTPV A ERENEEL
FWEE. ZD/I\UP UMNIEIIEINEE A SNPEXUEATIE. U
TPV AR bp T RETIF VTP AR IFREADES
TY,
(FT2aV)EBEELUBETIRTODSY—- v BEDEE ZLIFET . 4l
A3 BEDEEH1:1000~2000TH O IBE U/ T« > JEH100
DIFE. FERIF1:900~2100DBEDFEE &/ T I E0ZERALEE
REEULLHEDZET , --ve-target-bed-padding [ SBIIULIEI T 1B
F. AE=I)VUP N I—-5—BKLUY—5vBEDA/ LW/ O—
JURTREMELIR—NCERENE T FIHER E/ (T >V JMBIF0T T,
SO T ITRDE =TV Uy I 7ZIBELE T . FIHIRREE
(. ETBMAEREE—RTIE500. AHifle E—RCTIZ50TT,
GATKE—RTEITIDICFt ruelIBRELER T CDA T3V 7z{ER
UTEGATKE—RDBREIE. EIBHERIE—RDGATK 3.78K0
HABE—RDGATK 4.0&—HUFE T,
truellREL/N\TOYA TP ITURATY IR ThIUvE> D
SNBEZRRLET,
HAVRREGPIODURNT, J\UP R T—)hICAFY T TV T4
ZIRELER T« CDA TV IR I 7A VR CHRE CEEX T,
truelCBEL. T A DY T« I ETONUP VR I—=)LEEHICUE
9, YIHAER EBldfalse T,

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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FTvav HBA

--vc-enable-phasing LSS/ \UP MDD T —I T EBMICUET YIHIREE(E
true €9,

--vc-combine-phased- variants- fAHEDEINSTT—I VTSN \UFP VNEDR KR ZRELSR

distance 9. YIHIEREMBIF0OCTHD . A T3 = pICLE T,

AE=ILINUZVRO=IVDEFOIY TV TF T3y
AE=IWNNUZ Y ROA=)UINA TSA 2 TDU—RDI DY TUITIE. UTFDF T 3V HMERT
TFI,
FTvav HBA
--ve-target-coverage FIAMIBN FTEDMELER T D —RDORAHZIEELE T,
--vCc-max-reads-per-active-region FTEDEMMREEZ1/\—F DU—bDHEAMZIEELE T,
--vc-max-reads-per-raw-region  FTEDUUERIMEEZ//\—F DU —RDEAHZIEELF T,
--vc-min-reads-per-start-pos  BRUBENFIEDAESER I OU— DRI HZIEELE T,

--high-coverage-support-mode  truelCERESNTWVDEE. &Hh/N\LyIE—RDIDO T TUV T
F 7230 EEBLE YT .. 1/ \LyIHhM000xZB R 55— v )b
CTld. DA T3V ZGMTHEZHRLT TN, S5 A LD&E
EBHMEFLET,

SRV RUPOREIVINUFZY RO=)VTE. O TUYITFTY 3 V2 ERIICRECEE T
CNUE. =IOV RUTZOOVT 4 TH WGST—F 1ty hOEDODDIVT 4« TLKDBRENKEVCHT
I, URNE =~V NUPOIAVT A IDIOIYYTUYTA T3V TY,

U --vc-target-coverage-mito
e --vc-max-reads-per-active-region-mito
e -—-vc-max-reads-per-raw-region-mito

=0y hAIND Y D EERTSESREA T 3 YV DRA/&EN) — FMIFERICEFRERLTH 5T, BIZU
CTRITITDIENTEFET,

BCY =0y by IF T3 VERITUEITH. CNIEAMEDUECH URBMIEZHEIT S —
FHZHIRT & EHERITI, CNIE. FIEDME CDEST A/ Y I DHIBRTIFHDDFE Ao

BFE. 2NZNORXE—IVNU P Y b O—=)LVE—RDOI DYV TU VI DYEREETT .

T—R OB ITUIGFTIay IHAEE(E

4 ERRS --vc-target-coverage 500

A IER RS --vCc-max-reads-per-active-region 10000

A IEHRE RS --vC-max-reads-per-raw-region 30000
NXE&ES 1 200005495 v0O JPN 94
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TR FOIYITIIITA T3y YIEREEENE
Zy i) --vc-target-coverage 50

AR --vc-max-reads-per-active-region 10000
AR --vCc-max-reads-per-raw-region 30000
SHI\LyY --ve-target-coverage 100000
SYAIAP --vCc-max-reads-per-active-region 200000
ISyAUNVS --VC-max-reads-per-raw-region 200000
=hOVRUF --ve-target-coverage-mito 40000
=hOVRUF --vCc-max-reads-per-active-region-mito 40000
=hOVRUF --vCc-max-reads-per-raw-region-mito 40000

BIRDAE. JNU P> REEERCLUIR— hENSHDPHY. AIBHAERSE— R C--ve-target-coverageDFIEAEE
TEB500ZBR 515BEanddEZRULTVET !

B, --ve-target-coverage DA EENS00CH D EIRELE T E1THIAT DU — RH400. fi
B2 CHRIBT HRIDU— NH400. BRUMUBEITHIET DRIDOU — H400FET 2HE. Y—7 v b
LwIF T3 VIFBERATNEBA (400 < 500CHDIcs) . UBLC/I\UF Y hH\FET DHEA. \UF
¥ bDUR— bENDREFRARTI200[CHEDAREMN DD F T, ZDBIFE. /XU MR TUMR— b
N&DPH. --ve-target-coverageDIEZB A HHENHD D EZRUTVNE T,

=T hANVYIRTY IR TITSE. BUABZHET DU — ROFRAEHNS500[CEDFRT (--ve-
target-coverageh500(CERESNTVDIBE) -

RDI DY TI Y TRAT v IE. --ve-max-reads-per-raw-regiond K U'--ve-max-reads-per-active-
regionDHIRZEATSHCETT. COATYITIE. BUNEZHEETSHU— FOERHZ. &IIDA
T v T TCORKBES00DNHSELITHSTENTEXRT. INHDA TV 3aViE. KEEIO TG TUY
IAVw REFERLT. £BEOYU— FOGETEZRIRT HDICFERLET,

SO T ITANZALCKOEHDORBERD OEHBUBEZAF v+ U, TOMHENS1DDY—
FZHEZELUCTHORDABICEE L. COEEZD— ROGHEDBIEREICEDHRTITVERT, £EE T
U— ROASHZRERBICT HICIE. 2BEHETOKDOHDIENNEICHEDAEMN DD ETT., BBEDSFE
HhElcSNd & B CREICIMBINICMAIEBICRARIEL. OBV TUYIRAT v IThEIELE T,

FIRAIENE U THDERDAIE CD YU — KD --ve-min-reads-per-start-postA N CTH dHE. TDUEZ
AFvTUT, FROFRIBAIE CTDY — RO TR (--ve-min-reads-per-start-pos|CERE) LA ETH
D EEERUE T,

XE&ES 1 200005495 v00 JPN 95
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SOV TUVIRREETDHE. RFXCEBBRET DU —ROBRDS VI ALICHEDET, 22U, BLE
VIRV—F—DY— RZPHREBICRELTC. SVl rU—4—nELEY bOBEZERLT
WO EZRIALF T, CNICKDBREDSWVERMREISNE T, CNEFEALUA Ty bTF—57%=ZEH
UIeBad S VB TEENE TN EWVND CEZBKRULTVE T,

gVCFA

5/ LVCF (gVCF) 77 A)bIClE. NUP Y MIBETDBHREY T 7 UV AT/ ANDIRNEERG M Z R
ULCTWDERESNEAEICET DIBERIZFENTVE T, MEESUBEE TIF. gVCFI7 7 AIbIC(F. /X
U7 hFEEFRIO7ZUILDTENWC EZ U — RPEENEIFRLKERMTFTVDDN ZRIHEHENZFINTL)
F9. gVCFI7A)LICIF. ABRE<NON_REF>7UJUHZENTVERT ., UT 7LV ABRU/NUT7 Y K
[CHI U TLEWD — R[C[E, <NON_REF>FUJJLHEIDHTHNET. DRAGENTIFCNHDU — K7Z{E
FAUT., O=ILENEVEHICTHDTIFEL, RMEEEHU I 7 UV AEVTUBZ I—ILTEDDNE
SHZHMUET, BREUVUTELUD A7 IE. RERAGHY 77 YA I-)VICBIFDPhredEL )LD
EHEEZRUTCVET, EEMRRIITE— RTOIAOP([EFORMAT/GOEED ., HMMBEE— RTORI7 (&
FORMAT/SQ&ETED X T,

BIR&E. ERTEDQVCFENA T3>0 T,

FTvav B

--vc-emit-ref-confidence gVCFENZBMICT BICIF. GVCFICRELF J . AR E Cld. A3
PHELUTREREH ) TP A0 LoER LIS VE. J0OvY
(hom-ref JOv ) [CH3EENE T . hom-ref IOV IIE T4 AT ZEE
BEBLO NARDEEITY —LDILIERFEZETILE T . DRAGENT
(PR EE—RZERAT O EZHEL VKT,
INVREUR7ZER T BICIE —-ve-emit-ref-confidence@BP

=L,

RESOLUTIONICERELE T,

--vc-enable-vcf-output gVCFZ VEICVCF I 74 )L h7ZBMICT BICIE. truellFRELR
9, #IEiEREBlIfalse T

--vc-gvcf-bands YERERFED--ve-emit-ref-confidence gvcf (J\VRRIEE—R)
AT 5155 . DRAGENIFFELILICGQEIFSQAT”T.gVCF
DECIRZ D FELUF T . FIEIERTE Cl&. vh A JBIF 4 IBH R DIF
&1 10 20 30 40 60 8OC.MMIEDIZEL 3 10 20 50 80
TIHIAE. JN/R[0, 10).[10, 50). BKXU> 50ZEE I DIC(F. --
vc-gvcf-bands 10 502{EALET,

S&H

gVCFOIRTDOIY hU—DhER LU TWD EIFRED T B A T 7A)bICIE. KUY hSA 2B KT hom-
ref 70 J[CKDDIN=ENTLEVF v v THZENTVBIHEENHDFT, Fv v JF. I—)UAIRE
(FIFEWVEECRIH L TWVWE T, MAPQRAI770UEDYU— A1 DBHZDREICY v TSNTVIEWEE. B
BEFO—)UEIRETIEH D F A,

LTEMRIREIE— RTIE. O—LOBIBERVCFDERE & D gVCFDEADHME KD F T, gVCFHIE.
BUYYIIVICBVTVOFS Y EBREDHMDNUT Y MR T BENSDET, “DEGETFH K OES
TEGETFOI—)VMHREDAEMN DD ET, Thld. gVCFE— RICETREEABVLHDTH2DDT U
VCRBL. EMCTEDDSINTOFUILHEFNTNDIHTY . TS VOFCOHILERT

O—)L%. gVCFCOESNLBEGETFI—ILELTHATEDCEABRULTVET, gVCFCOBGRIFKRA
& UTHBEMAEL2D07 UL ERL TV, NUPY RI—LERUEETY .
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BUFIE. hom-ref7 0w 2 3—)LENU P> b O—)L7ZEZOgVCFELERDBI T I o

1 39224 . C <NON_REF> . PASS END=39260

GT:AD:DP:GQ:MIN DP:PL:SPL:ICNT

0/0:2,0:2:3:1:0,3,37:0,3,37:3,0

1 39261 . T C,<NON_REF> 15.59 PASS

DP=3;MQ=12.73;MQRankSum=0.736; ReadPosRankSum=0.736; FractionInformativeRea
ds=1.000

GT:AD:AF:DP:F1R2:F2R1:GQ:PL:SPL:ICNT:GP:PRI:SB:MB
0/1:1,2,0:0.667,0.000:3:1,0,0:0,2,0:5:49,0,1,69,7,75:66,0,8:1,0:1.5592e+0
1,1.5915e+
00,5.5412e+00,7.0100e+01,4.3330e+01,8.0068e+01:0.00,34.77,37.77,34.77,69.
54,37.77:0,1,0,2:0,1,2,0

QUAL.QD. 8&UGQ

gB—5 >V TJ)LDVCFEGVCFTIlE. QUALIRVCFERDERICHWVWE T VCFERDFMICDWLTIE,
samtools/hts-specs GitHub U R kU —CAFAREEERFHDVCFERZSHI L TLEE L,

o QUALIFEBRALIIC/INU 7> hHTELPhredfEDIERTH D, LIFDXRIICEHELET !
QUAL = -10*1logl0 (posterior genotype probability of a homozygous-
reference genotype (GT=0/0))
DFED. QUAL = GP (GT=0/0) Tds CCC. GP & Phred [EDE#%ETGINERTT,

QUAL = 20 [&. BBALIC/\UT7 VhDRIE T DFEE D 99% CThH oI LZRRLTCWVET,, Ffe VCF T7A )L
Tl&. GP fEl& Phred fECEHRESNTLE T,

e GQIF. I—LHEB>TUBPhredBORETT,
GQ = -10%og10(p) TFe TTT. plFI—ILHERSTVBRETT,
GQ = -10*og10(sum(10.A(-GP()/10)) T TTT. sum [FESNEN S GT Z3 =MV TLET .
GQH' 3 THBDEWSTEFT—ILHEESTVDETRERND 50% THRDTEERLTHSD. GQH 20 THdE
VST EFI—ILBEESTVSEIREMND 1% TH DT EERLTVET,

e QDIF. U— RBEDPT./—< 54 XULIZQUALTY.

LRORICAREFEEHTRUET .

XE&ES 1 200005495 v00 JPN 97
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AXNUOR QUAL GQ QDb

Bkl B/ N7 SOVE VS O—)UHERo TV DHEE RECT/—NTAX
L7cQUAL

N QUAL = GP(GT=0/0) GQ = -10"log10(p) QUAL/DP

A=) 575 UPhred FFS1EUPhred FF51EUPhred

B QUAL = 20:8BALIC/ \U77 /DY GQ = 3. 0—JUHEEDTC

FEUEWVEREMENM % THD WS ETBEMD50% CTHd
QUAL = 50:8BfiZIC/ \UT7 /A GQ = 20.0—JUHERDOT
FEUFEVERREAMO0AZDIT LD EIREMND 1 % TH D
DD

TJx1—I9008K0T7x—IEnI\U7 /6
DRAGENI(&. &43BHIRERIDVCFELUGVCF I 7 A ILICHBWVWT, T 1 —I TSN\ 77> REEirDH

HNTHIBMUTWVWE T, 2DUEDNNUTP Y bREBICTT—I VTSNS

. JI—IVIERIET YT

IWUNILDT /T —2 3V THHFORMAT/PSIC I— MEESNE T, FORMAT/PSIE. T T—IVIENT
INUFP YV bFETDEY MEEELER T, 71—V ROBRIEF. &Y NATRAICTT—I VTSN
INUTP Y RDAIEZRLUTCWVWE T, PSED—HI DAL IV T « FADERIEIINCALEZY MIBLT

AES

##FORMAT=<ID=PS, Number=1, Type=Integer,Description="Physical phasing ID
information, where each unique ID within a given sample (but not across
samples) connects records within a phasing group">

BURE. 2DDSNPHAEBICT T —I 7 TENTLD. DRAGENE—T > TJ)LgVCFDBITT,

XEES !

chrl 1947645 . C T,<NON REF> 48.44 PASS
DP=35;MQ=250.00;MQRankSum=4.983;ReadPosRankSum=3.217;FractionInformativeR
eads=1.000;R2 5P bias=0.000
GT:AD:AF:DP:F1R2:F2R1:GQ:PL:SPL:ICNT:GP:PRI:SB:MB:PS
0/1:20,15,0:0.429:35:9,7,0:11,8,0:47:83,0,50,572,758,622:255,0,255:19,0:4
.844e+01,8.387e-
05,5.300e+01,4.500e+02,4.500e+02,4.500e+02:0.00,34.77,37.77,34.77,69.54,3
7.77:11,9,10,5:12,8,8,7:1947645

chrl 1947648 . G A,<NON_REF> 50.00 PASS

DP=36;MQ=250.00;MQRankSum=5.078; ReadPosRankSum=2.563;FractionInformativeR
eads=1.000;R2 5P bias=0.000
GT:AD:AF:DP:F1R2:F2R1:GQ:PL:SPL:ICNT:GP:PRI:SB:MB:PS
1/0:16,20,0:0.556:36:8,9,0:8,11,0:48:85,0,49,734,613,698:255,0,255:16,0:5
.000e+01,7.067e-
05,5.204e+01,4.500e+02,4.500e+02,4.500e+02:0.00,34.77,37.77,34.77,69.54,3
7.77:10,6,11,9:8,8,12,8:1947645

200005495 v00 JPN 98
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VI /IAEVTRAT v ITRICIE EEREICDIE O TINTO/N\TOYA THRTITXTD/INU T b
ZRSNTVET, JNUTPY RDOEXTICOWVT, BU/N\TOYATDINTTHAD/NU T hHTFET
Dh. FFEWVWTNHOAREREEGH/NUT7 Y bDFE, INSONUTPY MIEBICTI—IVIEINK
9. NUTP YV MPRELED/\TOFATDHIFET dHE. INODONUFPY MIEVWIRMICTT—Y
VIENET, BU/N\TOYATD—8 (FCIELZDMTIFEV) [CNTOEGH/\U7 Y MHFEET D5
B, JI—IVJIEHREEN, EEEEOT T -I TV IJBERIIENINE .

JI—I0TEN)\UTPVROHFEOE

BUI7T—YVJ8y MBI DI T—IVISNCNU TP Y Meoixld, B—DVCFERERICHPIEDTESD C
ENTEFXT, BIRIE. fiIEchr2 115035DU T 7 UV APATHDEREL T, UFD2DDTT—IV T
SNV T Y RNl EHhEE T,

chr2 115034 .G C GT:PS 0|1:115034
chr2 115036 .C T GT:PS 011:115034

Tx—I200ENfcNUT7 Y M, LTFDLD ICHBEDEET,
chr2 115034 .GAC CAT GT:PS 0]1:115034

--vc-combine-phased-variants-distance AN RSA VAT avEFERUT. fHHFEHIND
TJ1—I900N)NU 7Y hMEDRKIERZIEE CEFX T YIHIREMBIFOTHD. 7TV 3av=FEpic L
T, ATV avEFMICITDE, J1—I Ty NCREUCEREANICHS T T —I >V JENiz/\U
7 hEINCTHEIEGOEET .

PloidytYR—b

BE. AT-WNUPYNI—-5—F IV NUPIVT 4 I%ZFRVWT, UT 7 UV AARDINTOH]
VT « JTploidy 1&FfclF2DHZEUR—bULTHD., I TlhER Uic? UJVEE 7 TO—FZER L TL)
F9 (100 "= [=hTOYFU7O-)L] ZBR) . tMOINTOIVT « J(CH T Dploidy 157
(F2DER(E. UTFDLIICUTRELF T,

o NV RITAT--sample-sexDEE SN TWLEWIEE. Ploidy EstimatorHhEZHIBILE T, Ploidy
EstimatorDV4 B ZHIBITEEWVD . KICFMREFMNEEZRE UICBEE, IXTOIV T4 J1&
ploidy 2 CABEEINE T,

o XY RTAVT--sample-sexBMEESNTWVDIBZE. VT 4 JFUTDRD ICEBEINE T,

- FemaleB > 7ILDEA. DRAGENRITRTOIVF 4 F%&ploidy 2CTHEL., T4 L5 —
PloidyConflictZ#HE U CchrYD/\U 77> b =)L —F 2T ULET,

- Malet > Z)LD5E. DRAGENFHREELAICK LT, IRTOIYT « J%ploidy 2 TULE
L% 9, DRAGENIEchrX%Zploidy 1CHIELETH. PARSEIIEHIS Cploidy 2 TIMBINET,
chrYld. 2I(ChHfc o> Tploidy 1 CAUEEINE T,

DRAGENIE. #a2iRRIX/ YR TZlEFchrX/chrY [CK D MRBFZIRHUE T, tDanR2RMEF Y R—hENT
WEE A,

XE&ES 1 200005495 v00 JPN 99
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AE-IWNNUZVRI—-5—D

--sample-sex PloidyDtE BT LD
male ZHEU Male

female B\, Female
None B\, None

auto (¥HAEZE) XY Male

auto (¥HAEZE) XX Female

auto (FEAEZE) ZDINRT None

AE—IVINUZVRI—)LTOEEXA b

DRAGENI(&. EEXA MEFIEDA N ORI UTCEHLE U TED RS DTIFIFL . BRI KU
AR (A TS5 A > DmAICBENT, UTDOKDICLTRIELET,

o 2DMDEEXA M PUICEBULTCTEREDOHMMA O TBEWVWIC—HUTWBEE, I /54 ){—(&
FADBIO2EBICEVHMMRA OVPEDRAZEICKID XA M2ERULE T, DX FOHMMR 7 (&
BOICEDFET,

o 2DDEEAA MPI—HUTVWEWEE, I /FA)—F2DDXA FOHMMRA I7 Z&5 U, HdEa
DEIHERIC—HT XA MHEPHEDEZAITZEIDHT, HOI—HDXA FOHMMA O 7Z 0
[CEEULET,

« EEXAA NOBEIAUT BTN EBESNE A,
=i i b7 A0 gm IV

BE. SHIAEMRICIEHKI00EDO= bV FUPHEFERELE T, EX IV RUTEF, 2~100E—D=
b2 BUZDNA (MDNA) ZHB5FE T, BIRIE chrMIE—D20%Hh/\U 7> B L TWLWSHE. 7
UJLSEE (AF) [F20%CT. MU, ERLEP UIVBEE S BIEENFT T chrMTD/NU 77> RDAFH,
0%~100%DEDWVNITNHTHDEFRASNET,

DRAGENIZ. &t UTEAFISA TS5 A 2728 L CchMZB UE T, CDFE. E—DALT 7 UILICDNT
ZRU. AFZHELF T, HE UCAFIE. 0%~100%DEDWVFNH T,

QUALIZE. chrM/NU 77> hEEERDEAITIEHD D FBA. KD DIC, BEEERAI7HFORMAT/SQICIED, Fr

FEDEERIZ/NU T > bOEET HPhredEDEHEE ZiRELE T,
##FORMAT=<ID=SQ, Number=A, Type=Float,Description="Somatic quality">

GQl&. chrM/NU 77> bEEERDHEDTIED D F B Ao CHUE. DRAGENDERD B ETIE DR Z 1R

HUEWEHTT, KDDIS, ALTZUILBMERED 7 UL TH D EHELEINEK T, FORMAT/SQ > ve-sg-

call- threshold (FJHRERTE = 3.0) DiHZA. FORMAT/GTIZ0/1ICERESINE T, FORMAT/AFIF/U

7P UIBEDOHEEBZER UFRI N, CNUX0EEOVTFNNTT ., ZUIVEENIFRICEVGES

(AF > 95%) . FORMAT/GTIF1/1ICERESNE T,

=3OV RUZINUPZY SO=)UVICBITD T 4 )L —7ZBRATEFI,

* --vc-sqg-call-threshold
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VCF OO—)LiH17%Z2 9255 (d. SQ REZRELEFT. YIHEREF 0.1 T,

* --vec-sqg-filter-threshold
HALRE VCF O— )& T4 )LV T BHELTR—F 0T T H550(1FE. SQRIEZRELET. HHRTE
(£3.0CY,

e --vc-enable-triallelic-filter
BWIEBLCF I —=2BRICUET . YIEREE(S false T,

»  FORMAT/SQ < vc-sg-call-thresholdDIFE. /NJ 77 MMEIVCFOHEITIEFHD D FRE Ao

e FORMAT/SQ > vc-sg-call-threshold CTHDHFORMAT/SQ < ve-sg-filter-thresholdDif
a. JNU7> MMIVCFICHAETNE I H. FILTER=weak_evidenceTd,

¢ FORMAT/SQ > vc-sg-call-threshold, FORMAT/SQ > vc-sqg-filter-threshold, BKUHMED
T4 )VI—DEBRETNTLEWVES. /U P MMEIVCFICHIESN. FILTER = PASSTY,

BUFIE. chrMDOVCFEEEZDHITT . CNUE. 1DDO—)VIFAFHIERICE L. BIOI1DOI—)UIFAFHIESE
[CIEWLBIT T, MADBEICBSWNT. FORMAT/SQ > ve-sg-call-thresholdCd, FORMAT/SQ > ve-
sg-filter-threshold CHH DIz, FILTER)’ ./ T— 3 VIFPASSTTI,

chrM 513 . GCA G . PASS DP=4937;M0=235.28;FractionInformativeReads=0.883
GT:SQ:AD:AF:F1R2:F2R1:DP:SB:MB
1/1:95.46:33,4327:0.992:7,1081:26,3246:4360:31,2,2371,1956:10,23,2811,151
6

chrM 1713 . A G . PASS DP=7175;MQ=165.91;FractionInformativeReads=0.995
GT:SQ:AD:AF:F1R2:F2R1:DP:SB:MB
0/1:21.49:7122,20:0.003:3066,10:4056,10:7142:3896,3226,8,12:3605,3517,10,
10

FORMAT/GT

NON_REF#&E Cl&. FORMAT/GTIZ0/0IC/\— = RrENTHO, XU BEERIClE. FORMAT/GTIE
01T/ \— = RFENTVLET,

chrMMDFORMAT/GTIE. FORMAT/AFCIFRE S NI B Ao FORMAT/GTIE. /NU 7> SH&HHAIE TR
TNTVBDNEDINDTRESNK T, NNUP Y hZRET DN EDHIE. FORMAT/SQR 7 ZBHE & LhE
FTBHIEICKDRESNE T, FORMAT/SQ > ve-sg-call-threshold®/\U 7Y MMEFTNTHAEINE
9, FORMAT/SQ < vc-sg-call-threshold®/\U 7> MEgVCFCIFMEEIN T, FORMAT/GT = 0/0
(MDNON_REFFEIE(C/ > RFIFENE T,

FIEDAMIE TIE. LLRD2DDYFUFADIEDIDHFEELE T,

e RUPYNIFREDRIBTY T/ 54 )(—ICk D2, FORMAT/SQ > ve-sq-call-threshold
EEDFRT, TDFZAE. FORMAT/GTIFO/IC/\— R O—RKENF T, DRAGENIF. ZDRETEEL
TEFORMAT/AD. FORMAT/DP. &KUFORMAT/AFZHAIULET

o JNUTPYVRBFAEDMUEB CIIRESNEVD ., FelF/NU 7Y MIRBEEINFTTH. FORMAT/SQ <
vc-sg- call-threshold&EDE T, CDHE. FORMAT/GTIX0/OIC/\— = RFENK T, I
ENEIUYFUARNICHEHHEE. UBF&ER UCUEICKD/ Y MIFENET. FORMAT/GT = 0/0
THHINCOMUBIFEDIC/INY MHFENK T, /N FTUR— FENDHFORMAT/DPIE, /T <
RNDITRXTORUEICHIEDFRIEDPE UCEHESINK T, /N FTLUR—FENSHFORMAT/ADIE
(. FORMAT/DP = FRIUEDPDAIE CEIRSNICADIET T, V34~ MVCFTlE. FORMAT/AFIE
FORMAT/ADICEDWVWCEHETNE T,
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LIRIEFE. bUF I 3A > MVCFOchrMICHBIT DI\ 7 REEEgDBI T, INU 7V MME. T4 ILY—BEZ=
BRUEEEERAIVICLD., 2B8BDY >V TILTHREEINF Ulc. RVIBKLUIEBDY >V TILTIEGT =
0/0T&hbh. TNIFEENFhom-ref 1—)LZRLTWVWET (DED. TV TILDMEDN. +HXEBET/N
U7 SO ENED D TeNON_REFFEIEANICH D) B, weak_evidenceT « LY —F J(EZDI—)LH
BWVEBECTHREINTWLWASZEZRUTWVETD,

chrM 2623 . A G . . DP=18772;MQ=111.77 GT:AD:AF:DP:FT:SQ:F1R2:F2R1
0/0:6841,7:0.001:4334:weak evidence:0:.:.
0/1:6736,2053:0.234:8789:PASS:21.32:3394,1060:3342,993
0/0:6086,9:0.001:5613:weak evidence:0:.:.

FER/I\U7VhDYaA VMR

B—DEMEBEEOBHMDENMN(CHD/I\U T Y MR—HEICRESNEBE,. I /YA EVITDREEREND
DET, LUITOREDECSTNTVDIES. DRAGENIZEAIZ1DDY 34 MatEfEEICHAEHhEET !
o EEfY(C. BEWICEET D) UILHD D,

o  EMINSTRMEE(CH DD, FIFSTREE N S108EKXTDEIE CH D,

o EEMIH, BEWICI0EEREDREE CH Do

J3aA Y MMEHETIE. YaA Y MREBEEDO7ZUILDEEEMDD DI NTDHEIEDLERRINTWVD/I\T
O TJUARNEERULET, COEICKD. I\ TOYA TOEDBKRELHEDET, I /AT
B, Y34 MRETE, BIRSNEU—ROERBUCVDEHRET. &/I\TOFA TIRFHETHAILEZ

STELFET. BLAEOLEE. BLETTUILZYR—NLTWVWS/I\TOYA TXFDLEDEFE LT
BINF T, RALEDELGEDUR— SN,

J3aAY MREZEBWICTDICIF. —-ve-enable-joint-detectionZtruelCEREULF T, Va1 M&
HEBWCTDE. TUITALDEDEINUET,

ROHO—5—

MEEGMEE (ROH) & XE—)ILNUT7Y hI—5—0O—8E U TRESINET T, I—2—(F. BF
Bt bReE02y / AJd—I)UhSREEGHDS VZREULCEAILET. DNV NSA 2V TEET D
h\. F1zlFPloidy Estimator@RE(CHREV. U2 TIVEREIHXXTIEVBRD . MRBFEFERHFEINE T T
MDY —IVIEROHENZEA LT, Hin&EMmHEOBOMERERZERAI U——2TJUTCFAILET,

BEE. NSO 7Y MEICKEGFF vy TOBFEVREBEOER UC/\U 7Y S —-)LE UTERSN
FI. SVBEANE, BEEREBEDKIEFSNVI—)LDIEVKELEF v v TICRDBESNFT T, v v
T4 K& BMBRICRESNE T,

XE&ES 1 200005495 v00 JPN 102
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ROHZZJLOUX L

ROHFILIUZX LG, RE—IVIUFY hI—LTRFENFT. P TUXLTE, EHILEGTFEHLL
$3)WFP R, Indel. EHE/NUTY b, PASSLTWEWNT LU I—)b, BEORERAE
77 UYZABISHASNTVET, 0w 7 UR RBEDERALT/WUFY hI—LES 52T 4 )L U
YIL. BENICTIOY IUR NI LI RICRED 4 LI UV IDBRENE T, T L5UY
Ul D—ILOBSDIMREEIF0.2TT A TNIEDPETES10%BSUBREI0%DI—LET A L5
YILEY. PIVIUXLG, ERENcI—L B LU CREEREUET.

ROHT LIV XL TIFBANC, ~NFOEAESNVOELIME & B50038H LI R ERZAHSNVI—)b,

FelF/ VU7~ SEOS500,0008BEDOF v+ v 22T — MEEZIRE UE T, B\, DIFOKX D (CHAEE
FHARAV UV IVRT LWEFERAU TR CEFR I,

o ROATH. INTOEMREREGMN/ (U7 hTEXRU (0.025) « INTONTOEEMSNVOXRE
WARFILT « TEATSD (1~0.025) « TNUCKD. BEOANT OEGMSNVOFEDHSE Zidt
LET,

o BREEE. BEOREADKICEET DN SNVEIT500,00018EDF v v ITHFET DD FclFX
OA7ABERICELES (0) F Tl CHERSNE T,

BEEARE. BE-—ORFICHKEINETT. B-—DREN . KRYDBRHEDRYD S2EEHDRIDREX T
F v ITRLICO=ILESNTVSHE. SNVEDS00,00088EDF v v J(Chfc o CREZ/EG TEX I,
BIFICRATA XFFELEBAN. BEFBICREFRFR TR T ULET,

ROHA >3
e —-vc-enable-roh : truelCBREU CROHO—2—%ZFa®ICULEFET. ROHO—>—IF. & NEZREBATDH
HHERETCHI T I, falselcERELTEMICLET,

* --vc-roh-blacklist-bed : EESNTWVDHE. ROHIO—S—(FFRANBED T 7 A/ ILDBEHICESFNTLD
INUP > hZEEEUE I, DRAGENIE. TBEDHDITRTDE T/ LADBRHNBED T 7 1 )L7ZE5E UL
FRULTVDY /AC—HTDIT7AILZBHNIERIRLET. COF T3V aBRRICER UL
sald. T7AMIEERULET,

ROHE7]

ROHO—5—(&. BTHREESMHOIDORGZERL CLIS<output-file-prefix>.roh.bed&Z N3 HA]
DROHEAN T 7 A IR UET . BEDT 7 A JLICIFLLFDIINZENTVET,

Chromosome Start End Score #Homozygous #Heterozygous

o ROAT7F. MEEGUDBIONTOEGH/\UT7 Y FOBDBEHTHD. CCTIFEREZREGMH/ (U
¥ NMFRO7H0.025F DAL, ENTOEEM/\UY MCIFAOD7H0.975FT DR ULE T,

o FIABRURTHIERF. ON—RD¥FHEXBETI,
e #Homozygousld. SEEHADNEZEEGM/ U7 DT,

XE&ES 1 200005495 v00 JPN 103
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* #Heterozygousld. EERDANTOFEGMHE/\UT > bOETT,

J—5—Id. <output-file-prefix>.roh metrics.csvEWDIHZBIDOXA NI TR T7A)ILDERUET .
CDT7A)ICIE. KEVROHDEB KLU KZEWVROH (>3 MB) WDSNPODEIGH XA RENTWVET,

b77UIVSEE T

HIEHIRRIIS K OEHIRAVCFE K UQVCFZ >V Cld. #IHARRE To” UJLSEE (BAF) HANBEMTI .
BAFE(IE. AFETclE(1 - AR)ICEULLEDERT, T T,

e AF = (alt_count / (ref_count + alt_count))

o BAF=1-AF. fZf2U. reflfE < altifE. BEDBILEDIEFHA <T <G < C < NDIFEDH+

BZICIDDSNPA LT F T « TP U ZERFOEZERAE—IVINUTF Y BVCFIY MU —D1FE. HICIEBAF
BT 7AIIARICHINT LY bU—HZFENTNET,

s <NON_REF>{TIFFREAESNZE T,

- JWZPZVBRODINFOT «—)U RIC [NML] #T7HZFNTVEWVEE. ForceGT/tU77~> ~ (INFO
J4—JLRT [FGT] #IICLDN—F2T) [FHEAICEENTLEE A,

- ref_countBKUalt_counth s EOTHD/\U7 Y MM, BAICSENTLEEA.
BAFA >3y

--vc-enable-baf
b ZUIUSBEEIZBEICIFENCLE T, YIRREIFERCTI,

BAFH]

BFHOVER T DDIE. <output-file-prefix>.baf.bwdPL(F<output-file-prefix>.hard-filtered.
baf.bwt WD EFIDBIQWIgEME I 7 AL CT. I\—RT4)LF IV TT7A)UICIF. VCFCERELIZT «
LE—EEE U \UTPY RDTY hU—DHHREZENTNET (DFD. PASSTY RU—) .
HLY M —CETDBEROZTENTVET
Chromosome Start End BAF
ZZC:
e Chromosomeld. U7 UYROAVT 4 JIC—HTDXFHITY,
e StartdKUENAEF. OX—XDFEXBE T,
o BAFI&. FEVN\HRBETI,

(SRR E—F

DRAGEN#MHARZ/ \A TS A VTl KR =T — (NGS) T—FDBEERENICKD. AHiaREHR
NOMAEEDZEERZRELF I, DRAGENTI(F. A#liz/\U 7> b BRI 7Y b BKRUE
FEFHEREN /A X T —T 4« T 720 bOAgEMZER UICEETT ILZFER LT, —E UZTumor-Normal
RP B KU Tumor-onlys > ZILOEA D SSNVE K UIndelz 1—)L UE T, Ffig/\U 7Y hNaEET 55
A. DRAGENI(FploidyiREZ4m UL\ fcéb, ESEE 7 J)LDEHNAREICED T T, BEY > TILDAIN
L w IHERAR100xDEEAIDIZE. DRAGENDIEHDIRFRIFZE5%MD/INU 7> 7 U)VSEETT .. RFRIFEAC
EDREDEMICEDBTREBINTSD. ALY IHM00xZRBA CRIET DIUICHD(ITHEDET,

XE&ES 1 200005495 v00 JPN 104
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Tumor-Normal/\A 754 > DFE. MAEDY Y TV —HEICETESNE I, DRAGENTIE. HIEMIERS
INUP Y SBRORNE S A X7 =T« 720 SO mADY Y TV THEINTWS—7. Filia/\U 77
VNIEBT Y TIVICDRFEITDERELTVERT . Fflia/\U 7Y bOHFDBLUR—FENETT . R
B ARXT—T 4T 70 hatgaH gDz, DRAGENTIE. EBT VY TILTOHIN\LY I ZEET > TIL
TOHINL Y IDIEL EDHERDICT D EZHERLTVNE T,

BHROTAIIF IV ITRAT v ITD%. HADBNVCFI7AILE U TERINE T TAILF UV ITRAT v TIC
NEREO/INUT7 Y ME. BAVCFICRFSNTWVER T, NUTP Y MMIE. REWBEoTe T« ILY UV TR
TV IERIFILTERY /T —Y 3 VHEENTVET,

KRB AUT 4 (SQ) ZEEBELEXANITIRXEULTHERAULTC, I—>—rflle I—I/LZER UTcEEEZ
SR CTEFRT, SQlF. BETVTILDT+—<X v T 4—)LRELUTUR— hENEPhredBDSE%ERT
I, SQRO7ZNSQT 4 LY —EREFREDINI 7> ~E. weak evidenceH ITZ=FERLTTI4ILYUV T
THRASINET, HEECHUTREZ NU—RFT7IDICIF. SQTAIVY—REZRELET., HRENK
WEBREDI—S—Dh4EMEIN. BENSVERENEI—S—D4ERSINE T Tumor-Normalf#f 7= 5=
79258, EBUTILDSQT «—)U RICE. HEI—IUHEIEMRERY/N) 7> hTHDPhredEDZE
BEXRDZSENTNET,

(MR E—RA T3y
HHEBEE— RICIE. UTFOIYY RSAVF T avbahEd .

FTvav E L
--tumor-fastq1 FASTQO7AI)DNFP7Z IVIN\—=T7 54 F—EROEME/ (U7 >k
--tumor-fastq2 O—Z—[CABUFET . INSDA TarEZDMDFASTQA 73y

ZEALT. Tumor-Normal E—NCEITCEXR T HIZ F:
dragen -f -r
/staging/human/reference/hgl9/hgl9.fa.k 21.f
16.m 149 \

-—tumor-fastqgl <TUMOR FASTQ1> \
-—tumor-fastg2 <TUMOR FASTQ2> \

--RGID-tumor <RGO-tumor> --RGSM-tumor <SMO-
tumor> \

-1 <NORMAL FASTQ1> \

-2 <NORMAL_FASTQ2> \

--RGID <RGO> —-RGSM <SMO> \
-—-enable-variant-caller true \
--output-directory /staging/examples/ \
—--output-file-prefix SRA056922 30x el0 50M

XE&ES 1 200005495 v00 JPN 105
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FTv3v

--tumor-fastq-list

--tumor-bam-input
--tumor-cram-input

--ve-min-tumor-read-qual

--ve-callability-tumor-
thresh

--ve-callability-normal-thresh

XZE&S 1 200005495 v00 JPN

A

FASTQO7A )LDUANZE  RVIN—T 54 F—BKXKUEMR/ U7~
O—S—ICABLEXT . CNSDA T3V EZDMDFASTQA T3>
ZfEALT. Tumor-Normal E—RTCEITCEF I Bl A

dragen -f \

-r /staging/human/reference/hgl9/hgl9.fa.k
21.f 16.m 149 \

--tumor-fastg-list <TUMOR FASTQ LIST> \
-—-fastg-list <NORMAL FASTQ LIST> \
--enable-variant-caller true \
--output-directory /staging/examples/ \
—-—output-file-prefix SRA056922 30x el0 50M

NI ENEBAMECIFCRAM T 74 )L 7% (&) \U7 >~ 0—
S—ICABUET . CNSDA T3> EFDMOBAM/CRAMA T3>
ZERALT. Tumor-NormalE—RCE{TCEE T,

JNUPVRO—=)LTEE I DU—RDR/NIAUT« (MAPQ) ZIEELF
9, FIHAER E B(E Tumor-Normalf#E#fT ClE3C. Tumor-only###T Cld20
TY,

EE YT )LDcallabilityBEZIEELX T Al J— LA gEmRE L
M—NCF EBEA/N\UY I EBREZB DT NTDEHNZFNT
WE T YIHIRREMEIF 15T iz I—) LA gEsEIE L R— b DEEMHIC D
WTIF. 241 XR—=IOD [FffilaI—)LUalgesEg L R—~] ZB8RUTLE
RIAN

FHREID LG EBY Y T)LDcallabilityBHEZIEELE T . 5229 015
B iR J— ) URTRERRE L IR—NC(E ERNN\Uy I D EBBHEZ B R
BDINTDRFNZENTNE T HIRIREBIFS T o Al I —/LA]
RERRIE L R—bDFFMICDWVTIE 241 NX—=2D Az I—)L A AEA
BLR—K] Z2RUTIEE W,

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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FTay
--vc-somatic-hotspots
--vC-use-somatic-hotspots

--ve-hotspot-log10-prior-
boost

XZE&S 1 200005495 v00 JPN

aiAA

--vc-somatic-hotspotsZEALT. MyrARYSANIVCFZIEEL
FI MY ARYRCFD/I\UP 2V ME 2R DEMRZEENFAIND
AIBZRUCVET, FIZIX. s ARy s ASIVCFIE. COSMICH'B1E D
CENTEFXRIDRAGENI T /5 AT TS54 7 VCFCIEELIZT
NCDAETERIESNDICH. WInT ©U—RH LW CNSDER L
DZNZNTI\UP UhZI—)UCEFFove-somatic-hotspotsD
BZ1EEL TWVELGE. DRAGENIE /opt /edico/config/somatic
hotspots*NOUTFLYAEEDRYEARYNCFI 71 )L7ZZ2BERI(C
ERUF I ove-somatic-hotspots VCFZIEELTCWLSHE. VCFI&
BICYHIRE D S AR VCFZBSELER T,

T Ry M BEZ RN C I B(Cld. ve-use-somatic-hotspots=false
ZERUEX T, YIEIREDVCFBIEEUICVCFOE B INE B Av.
--vc-use-somatic-hotspotsZ AT HGIF ve-hotspotloglo-
prior-boostZERUTCHEDY A XZHIHUET . YIHIREMEIF40
PhredDIEXICHIH T 94T (log10RT—)L),

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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FTay
--ve-enable-liquid-tumor-

mode
--ve-tin-contam-tolerance

--ve-override-tumor-pcr-
params-with-normal

XZE&S 1 200005495 v00 JPN

A

Tumor-Normalf#7 Cld. DRAGENIFMAERE E—NZ2R1TI D &IC
KD Tumor-in-Normal(TiN) 5 =x— 3> ZZEEBULF T, MRE
BE—RE PR ECEDCSINTVET . MREBE—NZEMICT
5E.DRAGENIFIEEUCER AR ELUNIVEXCTINO Y =R—3Y
DEEITHDHT/I\U PNz I—)UCEFXRIo--ve-enable-liquid-
tumor-mode ClF ¥JHAREDHRA IV Y =XR—aVTINFEE0.15T
MREZE—NDERCHEDT T VIR EDRAIVY=X—3 TN
ABREZERTOHA. M) \UP N BT TILhOXNINT 77
UILD&RAK15% D7 IIVEE CERT Y T)LARICHRESNDEFRISN
FIove-tin-contam-tolerancelCKDIMFERE—RZERCT D
EBRAROAVIZR—Ya /T TINIBEZRE CER T, MRESZE—NE.
MAEIREBF CIEDDOFI B . MRERE—RDIMARESE. BITRD
FOFMRBREHINADCEZSE N T MREBDSS. MA(CEEN
FHREID IO MAZIEREINO—)LEUTHERTEF A BR.KE
FCFERN ERB YV TIVEUTEREINE T oL KBS LUER
BT )VICIFMEAE U TIMRARNZ TN CLDIEE N DD, —H L
FEIEBNIRY > T)VICIFES TV TILOEID'EENTED. 4z (U
PUNPEBY VT IVRIERE CTHRESNE I, IR —avn
ZEINEVES . BEOAMR/ \U 7 VNEIHEI T EICKD REICE
KNI EZSZDGAENDDET . B, MABEET—NClEFEEDFE
(BIZIX. 100xT/ 40xN) DWGSZFHTIFWESS 4 JZUZERLTHD.
CNODBEDRE CHRESNSOR/INDVAFIEHI5% TT . BF. UF v~
INAFT—TlF =T vNEIGEF/ RILBIZE. 500EET) ZIERIC
SUVERTRE (> 2000~5000x) THERL.UMIA VT wo A 7ZERLT
0.5% LODEX T FH ofcVAF CREZBRIICLEX T,

BEEOLUERBY VTIVTELDY—T VAV AT LAFEIFEEDSA
TSU—RBEAVYRZFERTS5EG.DRAGENTFXCDA Fav7z
falselCRRETDIEZHELTWVE T, Tumor-Normal E—RTIl&.
DRAGENIZFEEBBKIUIEBEY > TILDOPCRIS—/\SX—45—7 @5/
[CHEEULX T FIHIERE Cld. DRAGENIFEm A DT > T ILDEFEFTICHE W
CTEBYTIVDINSGA—5—ZHEU [EB TV TILDI\SGA—5—7%&
BRAUEXT . COVHREICKD. A/ \U7 VNG LERICHRET
UMD DEREY TIVD LTS —FRDBARFHEZRGLEUER T Bl A
(&, AR \U 77 > RO A TE AR R A/ \U 77 R (CE LWV A TBHEAE R
FIBET—5yhTlE. IS—FNHELETDHEAENDDET,

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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Unique Molecular Identifers®H R—b

EIFDUMIERERID/NU 7> b O—)L7Z&EEd §TcHICIE. LIFD2DD/\y FE— F2ERALET. @
DA TV 3> EBICHHREFfalse T TNODOVTNHZtruellRET D ECKD, UMDY
NO—)LZBHICLET,

e --vc-enable-umi-solid : DI\ v IEH200~300XE KUY —4" v 577U JUSEEN5% L E
DEFENAICENT. VC UMIEFEE— MEF&EE(EESNTVET,

e --vc-enable-umi-liquid : JFv RIN\AF TI—)\A TS (F. MBREBE—RERECIEHOFE
ho UFY RINAFT—)\ATSAVIFBEDMAT Y TV SHEIALT. BT ZBIRTD. ES
R Dcell-free DNAD SIERVAFDAEMEZ/ U 7> R 2R UE T, CORBDBRAECIE. Bl 5 TIEEL
MPHSDEEBEOTOTFAUVT E/II\AFX—H—BE) ZBMCLFITN. CDBESRENE
ERDNEBICED T T . DFEERDH/\Lw JFEHKI2,000~2,500XB XU —5"w 77 U JUSEEH0.4%
Bl EDmIMAER) A TS5A ICBNT. VC UMIMRE— RIFHRELINTVET,

N0y FEREICIF. ve-systematic-noise 7 « LY —[FZFNTVEEFA. DRAGENTIE. T+ )b
Y—ZBIMTDCEZHBELTCVET,, FMICDODVTIEF, 114 X—=ID [RHENE /A X T4 )LF 1>
J1 ZBRUTLEEL,

UMIRA TS A4 2Tl DRAGENIE. VT CEICY =T VAV AT LD LERICEFET SHREEDD S
BILDKIOBR /M7 =T 4 T 7T bDEKDIE. XTUVFTF RERNA TP AZHECEET T, NUF Vb
J—JUBSIC. DRAGENIZ/\A 7 R7ZIEIELE T

CDWBEZBMICT BICIE. --ve-target-bedZFERAULFIH. COHFH/\UP Y I—-)LDY—5"'w
MBI BIEEULUEFE I, DFEND. --vc-snp-error-cal-bedCd, —--vc-snp-error-cal-bedZ{FHT
BE. Y= v rBEDT7 PAIVEREDGEREFCIFY—0y FBEDT 7 A JUHEE S NTLIEWVIEAE.

XOUFF RER/I\A P RAZHETDEEZEELEF T, U—FI\—FT 11—V —)LZHERLTHE)— %=
EWTDHEE. N—ROA=)WIFUT A RAAP TI—UTVAIATLDSDIS—DHZEEET DL DI,

V=)LZBRELX I, DRAGENTIEFCDIS—#EZFERALTC. ¥— U VRV ATLADLERDIS %%
BUXT,

(FflRI—VIT& T« IEVIT

T3y
LIRDA T avE #iRd—JU > I% I« ITHERTEET .
FToav SRR
--ve-sq-call-threshold VCFCO—)LZ2HALE T FEFERE(F Tumor-Normal TlE3.0C. Tumor-

only Cl%0.17C 9, ve-sq-filter-thresholdDiEhve-sq-call-threshold kD
BULEE. D—ILBEDORDDIC D)LY —BiEZERLE I,

--ve-sq-filter-threshold HAUVCFO—=)L7ZZE T4 )L I T8I ELTY—F T UER T PIRAER
TE(ETumor-NormalCl&17.5C. Tumor-only Cl&3.0C 9,

--vc-enable-triallelic-filter BB F I« —=ZBHCUET . FIEAEEIFtrue T,
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FTv3v

--vc-enable-af-filter

--vc-enable-non-homref-
normal-filter

--vc-enable-vaf-ratio-filter

A

FUIBEE 1)L —ZB LK T, YR EE(Efalse TT
truelCERE T & VCFIE. 77U VBE N AFI—)VERBE R DKLU
N EEFZUIVBEDAF 4 )Y —RREXIDEL ARAF 4 )L —5 T
THITNMFEINTWVSI NI VU NZBRHNUE T . YIERER EDAFI—)LE]
BIE1% C IHEREDAF 4 LY —BIEIFS5% CTT . BBZZE I BIC
(F.ONVRSA A T3 ve-af-call-threshold®RUve-af-
filter-thresholdZfERALFET,

non-homreflEE T« LY —ZEICLE T PIHIER EBEIStrue T . true
[CERETDEIERB TV TIVEGENKREZRGH T 7LV A TIEEWVE
A.VCFFN\UFPNZETAILZUVTUTRALET .

alt allele in normalJ«)LY—TERANSNDI DDRHZEMLE
9. FIEAEREElEfalse T T o truelCERET DL IEB UV TILAFDBEE Y
~TIVAFD20% KOKREWVHZE . VCFF/N\UP UNZET A )LF T UT
(G ANUE NI

45—

BUFDFXIG. FRTCEDAMIEI—IL T 4 )Ly —2RUTVET,

(AR E—F T<JL5—ID Bl

Tumor-only  clustered_events TR —ANYNDFREDEMBEE CHASNE L.
&Tumor- TRAT—ANVINDREIFRETBETT (FHERE> 3),
Normal --vcenable-gatk-acceleration=trueZ{ERALTWD5

Tumor-only  weak_evidence

&ETumor-
Normal

Tumor-only — multiallelic
&Tumor-
Normal

XZE&S 1 200005495 v00 JPN

BICDHFEMNTI,
INUPZ VD EEDRBEZ mIcLTWVWERE . LELIF. SQ
Tumor-NormalCl&< 17.5C.SQ Tumor-only Cld< 3.0C9,

FEBDCDAEIC2DL EDALTZUILAMFE T D5 E. 7«
FUTENDHAL,
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(FRRE—R

Tumor-only
&ETumor-
Normal

Tumor-only
&ETumor-
Normal

Tumor-only
&ETumor-
Normal

Tumor-only
&ETumor-
Normal

Tumor-only
&ETumor-
Normal

Tumor-only
&ETumor-
Normal

Tumor-only
&ETumor-
Normal

Tumor-only
&ETumor-
Normal

Tumor-only
&ETumor-
Normal

J41ILZ—ID

str_contraction

base_quality

mapping_quality

fragment_length

read_position

low_af

systematic_noise

low_frac_info_reads

low_depth

XE&ES 1 200005495 v00 JPN
ARMOEAENIARICRESNT T, SICOFERRTEIX A,

B

ALTZUILDU T 77UV AKDIEDIRUIZYRB EIF N
TVWBARIC.EDONSPCRI S —.--vc-enable-gatk-
acceleration=true’Zz=FERALTWVSBEEICOHENTI,

CDEALCDALTU—RDOHRRIBEIEEIF T+ (d< 20T,

CDEAICDALTU—RDRBEYVE VT IFUT 1 (F< 20
(Tumor-Normal) &7zld< 30 (Tumor-only) T

FITE DEEAL T Dalty —R DR bR P RIEEref U —NDRIAE
RAPREDHEXSZDS> 10000,

U—RDRIE/#& T BROPTEDREAIB DB D RE< 5(/ (U
TUNTRTCOU—RDIHICEALTETCLID)

7 UIVBBE . --ve-af-filter-threshold CIEEUICRRBER G C I
(FIEAEREF5%) - --ve-enable-af-filter=trueZZfEB LTS
BARICDHBENTI,

Tumor-NormalAQAI7 Hi< 10 (FIHERTE) &FTzlETumor-
onlyAQAO 7 hi< 60 (FEAERTE) DIZE. Bl T« )L
JENET,

BHRIEU—RDOM A D RREXRE T . BIEDHIHEEEF0.5
Z‘_\jo

U—RDEHME T EDIcD. BN T« )T U TENF U, F)
HASE Cl3 T4 )L5 —(dFoff T,
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Tumor-Normal&Tumor-only

(ARRE—F T«)L5—ID

Tumor-
Normal

Tumor-
Normal

Tumor-
Normal

Tumor-
Normal

Tumor-
Normal

Tumor-
Normal

Tumor-
Normal

Tumor-
Normal

noisy_normal

alt_allele_in_normal

filtered_reads

no_reliable_supporting_
read

too_few_supporting_
reads
non_homref_normal

germline_risk

artifact_in_normal

gﬁl:l

BA

9.9% =B DT YUIEEICSWVWC EBY > T)IVRT3D%=E
ABDTVVUIVHERERINTVET,
EETVTILOALTZUIVSEEIF. 0.2 +&KIVY=R—T3
VM EBR CTWVWE T BFERAT—RTIE EIFOTY , MiKE
BE—RTIF PHIERFEMBF0. 15T . A TavDEEICDN
ClEF.vec-enable-vaf-ratio-filterZ=RBRULTLEEL,
U—RMDI0% BN T« )LFU T TRRMINELIE,

BTV TIVRICEBECEDRILI—FDREDNDELTATL
Jeo EBECEDNMU—NI YYEYTIFUT 4> 40. Wi 1{b
£< 10000 X—=RO=)LIFUT 1> 25, HRUOU—RDFEH/
& THODER> 5Chdalty”U)UICHIng dU—NTT,

U7 VN BB Y T ILARD< 3U—RTHIHLTLE T,
EBYYTIVEGEE RERERGEU T 7LV ATIEHOFE v,

EBYYTIVRICTPUILHDEFRE T DLEIF> 0.025CT . --ve-
enable-gatk-acceleration=true’ZEFHL T\ HZEICDHE
MWTI,

EBU—FEYbDTLOD(ER Y —FT4J727HLOD) &
> 0.0CT . IEBYYTILhD 7 UL R ESEHD UL
#r A KOKRIEIC/NEWEE (normalAlleleFraction < (0.1 *
tumorAlleleFraction)) (. I—)LETNVEWIER 7 —T 4 777,
--vc-enable-gatk-acceleration=true’z{EFL T\ SHIEZE(ICD
HEMNCI,

QUALIZ. 8/ N 77> RECERDEATIEHD DR B A. KO DIC, EREXI7IFFORMAT/SQTT,
##FORMAT=<ID=SQ,Number=1, Type=Float,Description="Somatic quality">

J4—ILREYVTIVICEBTY, BETYTILDGE.

Z. T4—ILRICKDEELF T,

EBYVTIVBERTEDHE. FIEDEMCERY Y JIVHRERGHY 77 UV ATHHHZ. T

9 HFORMAT/SQEICKDEELFE T,

XE&ES 1 200005495 v00 JPN
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GQl&. /U7~ FERSRDENTIEFH DT B INIE. DRAGENDMER D MBS TEIDIRMEZR
BULIEWZHTT, KD DIC, ALTZ UJUHMEHER/ (U 77> SOIRE CH D EHEENE T, BHESQ > ve-
sq-call-threshold (#JHFRE(ELI) DHE. BEY 2 TILOFORMAT/GTIE0/1(T/\— R I—RENE
9, Ffc. FORMAT/AFIZ AR/ N 72 b7 UJVSBEDHEEZER UE I DL U0, 1]DEBEADL)
EXAYNEER

* [BESQ < ve-sg-call-thresholdDiFaE. VCFC/\U TP Y MEHAETNE B A,

e JEESQ > vc-sg-call-threshold CHDHEESQ < ve-sg-filter-thresholdDiHEE. /\U
NMIVCFCTHAETNZETIH. FILTER=weak_evidence T9,

e [EESQ > vc-sg-call-threshold CHEESQ > ve-sg-filter-thresholdDigE. /U7 ME
VCFTHAIEN. FILTER=PASSTY (NUZ 2 SDBIDT 4 JLF—T T4 IJLF U TENTVEWNEG

a) o
o FIEAERTEDvc-sg-filter-thresholdlETumor-Normalf##fi Cl&17.5C. Tumor-only#E#T Cl33.0CT J .

PAURIE. FHRET/N VCFeoiDBIT I, FERSQ > ve-sg-call-threshold CHDHNIERESQ < ve-sg-
filter-thresholdMifA. FILTER[Fweak_evidence& UCNY—F2 T ENET,

2 593701 . G A . weak evidence
DP=97;MQ=48.74;S0=3.86;NLOD=9.83;FractionInformativeReads=1.000
GT:SQ:AF:F1R2:F2R1:DP:SB:MB 0/0:9.83:33,0:0.000:14,0:19,0:33
0/1:3.86:61,3:0.047:29,2:32,1:64:35,26,0,3:39,22,1,2

DRI —ANY SDOXRFILT «1F JINUT7 Y MEAICHIT D EDORANCT T DHINTI . #IHIERE ClE.
Tumor-NormalE— RICBEWNT. ISR —ANY MFIIT A FTSRI—ANY NI 4 )LF—DHRHDT
9. DRAGENIF. &EBICTTRI—EENDANY "HZTEDRIC/I\— NI 4 )Y —=ZEAT DD TIFIF
< DTSRI —AXNY MOSQAIATZIIRNFIVT 4 @A ULE T, sHHZ ULWI SR =AY ~ME
N EO=ILENEBAD SHUBENEI SAY—A XY MIERAE UL TI—ILTEFXRT, CUE 7
SRY—IEHENUPY MBI T 2BRIEXRZ NTOCEEAEFECTT., NUPY MEHENTHIEZEREL
ERICRFIT A ZBHATDCEICKD, XFILT @A ULEVRA D7 RICEVEE. XFILT «7%Z
BATH/\UT7 Y EHVCFICHKARE UTRRSNE T,

gVCFHi7

Tumor-onlyT—4% 1w bDgVCF 7 7 A JU7ZHITEXR T gVCFI 7 AIVICIE. AT/ LDMEC &I
DDEHJMHIZENTVE T, ZDABT/\U7 Y " O—=ILENIED ofcHBE. DRAGENIEHTZIC<NON_
REF>7 U)LZERRUE T, MEZREME U 77 LR (homref) J—)LZER(IFEWND — RIZIE. <NON_
REF>7 UJLDEIDHTHNE T, AMIZE— RTIE. FERICEVUIVEE TCEFEL TV TREMEND D/
U7 N&E. #BEAREETT . Kflifzhomref —)LTlE. B TERD 7 U)USEEDEMR/ U 7> HTFEIE
UV EZRAICTEF B A DD, #&ELUANL (LOD) LI ETHRED JIVSEE ZR DA/ (U 77
Y MO EFEUEWVEGS. DRAGENFZDUEZ N EZREMY I 7 UV ATHDEHELET . LODEHEL
Ba. SEOhomref I—)LHBEMRSNE T, LODENSWEE. Z8MDhomref I—)UMEREINE T,

HIRAEE ClELODIEE%ITERESNTVE IO ——ve-gvet-homref-lodd T 3 V72 {EH L CHIDEZ A
NTEFT,
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FRRNIE /A XTI HIT

DRAGENZ AR E— N CERT & BUEBD ./ A XUNIVICKDBED T 7 A JLZEEEL TV —T VR
IRFIE S A X2 T A )WF UV T VTN TEFT T, BMUBEED ./ A AUNVZFERU T, Phredig & fa1Ll
UEAQRO7ZEHEULET . AQRIOTVDHER UCEEXDNSWEE. /WU T Y MERHRIE ./ 4 XEU
CTITANWIUYITEINET . BET Y TIVERIRUICEBRE(CATLE—HUTCWVD EFRSEVERET Y
TILTDS VE5IC. DRAGENK#MERR) (A TS+ 2 CTER UIcVCFZ A U CRIEIE ./ 4 XBED T 7 A )L
PHBELFXT. J7AIVICE HI—RADTVTILAZEN TV HZBENSDFT, BENICE. T TIL
ZRIUSATSU—R/RFY bEY—T VRV RATLATREVCEEBY Y TILICTHEICELD. S1A4TS
U—BRFCEY—T VYV IRICRET DRMNEL S —DFET 255G, TDLIS—ZRMHNIE/ A X
BED T 7 A JUICEDIAFHF KT

IR, ERTEDRMNE /A XINY NSAVF T3V TT !

e --vc-systematic-noise | RRBIIE/ A ABED T 7 A )L7ZIBELF T A3/ U777 > hHAQRIEICETE
UIEWEE. JNU 7Y MEEAVCFDFILTERY(Csystematic noise&E U TN —F I EINE T,

* --vc-systematic-noise-filter-threshold © AQEBIEZEE LK T, FIEAERE ClE. BfEIETumor-Normal T
[F10C. Tumor-only CIE60TT,

WGSBLUWESDW K DO DERIICHEBESNICRENE /A X T 7 A ) 7ZF D VO— RTEFXT . =alE

BEZRIRTDICIE. BUSATSU—RBEFTY YT VRV AT LATREVCEET Y TIL7ZEFERL

T. RIS/ A XABEDT 7 A )L ZHEE T DHENSDH D FT,

RIS/ A ABED 7 A )LDERL

SATIU—AR, V=T VRAIRAT A, BRUONRIZFERUTCREUEEY Y TILD S, RGEHE/
AZXBED T 7 AINWZEERCTEFR T, \RILY—T VIV IZFERTDEE. 500V TV ZEHELETD,
BEDT 7 AIVZEERM T B(CIE. LIFDKSICLET,
1. EBYYTILCEICVCFREAZER T SI(CIE. --ve-detect-systematic-noise’x true|ZERE UTCIERE T
> )L C. DRAGEN{AHHAZTUmor-onlyZ2£4T U I,
--vc-detect-systematic-noise DHzERLUT. /A A T7A IV 7ZERUET . 7 T7V3aviE BET VT
DEFEfTZENEFLTLEE A
2. VCFERTTDA TV 3>V 7ZERUT. BEDV 7 AL ZBERULETT,

BaseSpace Sequence Hub DRAGEN CNV Baseline Builder 7 7UZERUT. I7DRICREINE /A
ABED 77V ZBEITHEHTEFT,

FIvav A
--ve-systematic-noise-raw-  AJIVCFDUA1TCEICI DDVCFZATILE T o
input-list
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FToav Bkl
--ve-systematic-noise-germiine-  REEHNIE/ A X T 74 JUIEEEN S AIREM D H D ETEMIIRIZFRZE T D
vaf-threshold e DER/NVAF VAFBBMELR DB ATV U VN E RETHIE /A X

EFHESNETE A IR EFIEESNTH ST CNFINTD/ Y
TUNMERATSN WS EZERULE T,
INETE)RIVEfERT D55 . R I DEIEIF0.3TT,

--vc-systematic-noise-use- ~ DRAGENWBAEFEMAERES I I 7ZFERUT. AI8E4ED b & 5E
germline-tag BRI ZFRELE T —-ve-systematic-noise-germline-vaf-
thresholdMHE(CHHMERI T . FIHARRE I false T T

WGSEZIFWESZER T 55, R I DR EIFtrue T,

--ve-systematic-noise-method 1> T JUICOIE D TRIGRIIE/ A AUV (/A X7 J)VEEE) Z5t 8T
BDICHD AV YR meanZZ AU T/ A X7 UVEEZSTE T DH.
maxZ AJUCERKNIBEZSTRE T DN\ F/fclFaggregateZ AL TH
TIVICOTeDEUCEDRET PUIL/GEHREZETR LR T . FIHIREE
meanC9do
WGSZERT DA . #HEE T O EFnax CTT . WESZEFERT HIZE.
WA T DT Faggregate T . FRXREZFEIRT DIHIT/NEILI R
W ERT 55 T DT IFneank/ClFaggregate T,

BRIICHBES RS/ A ABED 74 )L

WGSB FUWESDLL FDHBRIICHEESNICRIE ./ A X T 74 )Uld. DRAGEN Bio-It Platformt R— bk
A MR=ITHDOO-RTEXT,

BRICIBE dXVk IEEYTIVER

TSNS

14X

WGS_hg38_  WGS hg38 289 >7J)b. > J)LId NovaSeq 6000 CY—4 XN fzlllumina
v1.0_ DNA PCR-free kit.HiSeq XT>—4 > XM fzlllumina DNA PCR-
systematic_ free kit. BKRUHiISeq XTY—T A ENzTruSeq DNA Nano kit
noise.bed.gz BT,

WGS_hs37d5_ WGS hs37d5 319> J)b. B> J)UId NovaSeq 6000 CY—4 XN fzlllumina
v1.0_ DNA PCR-free kit.HiSeq XC¥—4 >~ XENfzlllumina DNA PCR-
systematic_ free kit. BXRUHISeq XTY—4o A NfzTruSeq DNA Nano kit
noise.bed.gz BT,
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SBRIICIBE dXVbk IEEYTIVER

TSNS

14X

WGS_hg19_.  WGShg19 31527 )b. > T)bId NovaSeq 6000 CY—4o XM fzlllumina
v1.0_ DNA PCR Free Kit.HiSeq XCT>—7 > A& fzlllumina DNA PCR
systematic_ Free Kit. B&UHISeq XTY—F > AENTruSeq DNA Nano kit
noise.bed.gz EEYTI,

WES_Nextera_ Nextera> 479>,
IDT_hg38_v1.0_ A T735U—

systematic_ FHELIDT
noise.bed.gz Exome.
hg38

WES Nextera_  Nextera> 47527 )bs
IDT_hs37d5_ ATJZ)—

v1.0_ AR IDT
systematic_ Exome.

noise.bed.gz hs37d5

WES_Nextera_ Nextera> 47927,
IDT_hg19_vi1.0_ A73U—

systematic_ FELIDT
noise.bed.gz Exome.
hg19

WES_TruSeq_  TruSeq> 5357,
IDT_hg38 v1.0_ A ISU—

systematic_ FEELIDT
noise.bed.gz Exome.
hg38

WES_TruSeq_  TruSeq= 535>
IDT_hs37d5_ AT3)—

v1.0_ FAELIDT
systematic_ Exome.

noise.bed.gz hs37d5

WES_TruSeq_  TruSeq> 53527 )bs
IDT_hg19_v1.0_ AT735U—

systematic_ FEELIDT
noise.bed.gz Exome.
hg19
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BRI TIVDYaA 2 NMER

DRAGENT (&, B8~ 7)LDpedigreeX—RABRUEMN—ADI 31~ bMET7ZTR—bULTWVET,
pedigreeN— A DN ClE. BIUEEROY Y TIVIEHEWVICEEMITONET T . EFAN—AD@ENTTIE.
B UFERsROY > TIVIEFBBEWVICEEM TS NFE B A

BYYTILDY 3 A MENTCIEQVCF I 7 A LD ETT . gVCF I 7 A )L7Z{ER T & (CIF. —-ve-emit-
ref-confidence gVCFA 7Y 3V CHIEMIERINIAE—ILINUTP Y hO—5—ZFTULE T,

gVCFI 7 AIVICIE. KUY hONUEICET DERHBRIOU T 7 UVAT /) LANDIREERGMERES NI
UEICEATHBEMOZTENTNE T, MEESGHRIECTIF. gVCFT 7 AJbIC(E. WU bRTEFRIDT
UILDIEWVNC EICU — RRENTEIFRFICEMIT TV ZRI HEHENZFNTCVNE T, EEEHFELIL
TeUNVDREDER U REREESMS (E 70y Z(ICT)—EEN. hom-ref 70w I EEENF T,
gVCFDINTOIY hU—MERL TV EIFRODFBA. UT 7L VRICIE. NUFPYRSAVBRU
hom-ref 70w J[CKD ANN—ENTVEBWVF v v THZFENTVBDHBENSH D F T, v v TlE. d—)LA]
BECIFFEWVREICHIN L TWVE T, MAPQRAO70LD DU — OIS ED 1 DZDREICY W TENT
WEWEE. BEZIEO—IVARETCIEDH D ETBA. LITDBIE. 1 DDV TV 7Y heBddY 31~
RVCF., BKRUMD2DDT >V TILHgVCFF v v J(CFEET DI EZRULTVWE T, Frvw I [/l T
KINFEI,

1 605262 . G A 13.41 DRAGENHardQUAL
AC=2;AF=1.000;AN=2;DP=2;FS=0.000;M0=14.00;0D=6.70;SOR=0.693

GT:AD:AF:DP:GQ:FT:F1R2:F2R1:PL:GP ./.:.:.:.:.:LowDepth
1/1:0,2:1.000:2:4:PASS:0,0:0,2:50,6,0:1.383e+01,4.943e+00,1.951e+00
/.:.:.:.:.:LowDepth

pedigreeE—R
pedigreeE— RZFERUCEET DEGENSDT > T)LE—REICERT L. de novod—IL7ZZETULET,

pedigree E— N7Z{cE)d DIC[E. —-enable-joint-genotypingZd 7 3 V72 truelCERELR T /(RIVE
DEAfR7ZECIR T Dpedigree 7 7 A JUNDJ A ZIEE T &(CIE. —-pedigree-fileA T 3 U 22FERALK T,

pedigree 7 7 A JUIE. 77 A LE&HY ped Ti&h 25 IEFIDDF R 77 A UL DRBENBHET ., LI
TOBHDUETT .

Fny5— BTkl
Family_ID pedigrees®inllFo
Individual_ID fEADID,
Paternal_ID EADIRIRDID, FimEDHZE . BIF0TT,
Maternal_ID EHADEERDID, EimEDHS . EIFOTT,
Sex BTV MaleDIFE  fEIF1TT . FemaleDiFE . fBIF2TT,
Phenotype S TIVDBLEENT —5 . NHDEZE BIF0TT . &=
e B31TT . HEZZTDHEE . BIF2TT,
NXE&ES 1 200005495 v0O JPN 117

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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BURE. AApedigree D 7 A JLDBIT T,

#Family ID Individual ID Paternal ID Maternal ID Sex Phenotype
FAMOO1 NA12877 Father 0 0 1 1
FAMOO1 NA12878 Mother 0 0 2 1
FAMOO1 NA12882 Proband NA12877 Father NA12878 Mother 2 2
FAMOO1 NA12883 Proband NA12877 Father NA12878 Mother 1 0
De Novo1—/JU

De Novo CallerldpedigreeDITNCTD A ZEELT. FC&EITde novo X A7 4 ULE T, De
Novo Callerl&. &—MDpedigreeRNDEHD b A ZTR— UL TWVET, pedigreeE— Rld. RE—IU. #8
ELE, BROIE—HY\U 7> bDde novod—)L7ETR— b LTWVET,

pedigreeE— Rld, BEDRAT v T TEHRITENET T, LUITNE. FASTQALZERLTWS MUA DT -0
D_OD{;UT@O

1 BTV TITSAAY RBRUNUPY RO—LERF L. pedigreeE— RTIUTFOANEERLT
YU I TEDEHEERUET .

o RXEIVNUPYNI—Z—TDgVCFI 7 Ao
e IOE—HI—Z5—ThD*tntsvI 7)o
o G I—S—TDBAMT 71 lo
2. AE-IINUP Y hO—Z5—"TCpedigreeE— FZ2E1TUE T,
EERICDOVTIE, 119 X—TD [ZE—)U/\UJ7 2k De Novo J—)U] ZBIRULTLZEL,
3. OE—#3—>—TCpedigreet— FZEITUF T,
EEMICDVTIE, 161 X—TD [W)LF T TIL CNV O—)U] Z8RUTLEE0,
4. #EZII—S—"TCpedigreeE— FZEITUF T,
FHRICDOVTIE. 211 R—=ID [#EEZ LD de novo VAT« A7 UV | #ERUTLIEE W,

5. De Novo/\U7 Y R RE—)JVINUFP Y N T4 )P UV I7%RITUET,
SHBICDWTIE. 127 X—TUD [de novo A E—)U\UFP VT4 )Ly U5 ] ZSRBUTLESL,

XE&ES 1 200005495 v00 JPN 118
ARMOEAENIARICRESNT T, SICOFERRTEIX A,
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XE—)U/\U7>~De Novod—JU

Small Variant De Novo Callerld. —EI[CT Y TILD MU AZEEBLE T, T T)UIE. pedigree” 7 A L7
NUTCERLTVET ., Small Variant De Novo Caller (&, {ERIDT > F)LgVCF S DEGEEICE DT,
XTI A—HHFETDINCDUBEZRELF T . MaleDMRBEIF. ZHEFE UL TERDODFEON TS
PARMBEEI AN —EEE U CHDIRODNE T,

ZAIE(FPedigree I—7—7ZB U CIIESN. AIREMDHDEGEDY 3 1 > MEEETY NI ADETES
NFE9, EERZFEALT. RiHENDQEBVEA D7 ZHFDde novo/\U 7V hERELTWVDSNE DD 7Y
BILE T, SADEREIFITNC, HMIULICIS—DEIDZIZFDEMRESINFTT,

gVCFD SDITTDELREIN2ED X Y T )L A= (BIZ (L. 0/0+0/0->1/1FTzld&1/1+1/1->0/0) =R UE
[CBVT, DELEBIDDAYTIVA—HNFET dRADI 34 Y MEFEE(ITH LT, MUA TV TILD
B ZRFBECTEXT,

DQDTIE. DQ = -10log10(1 - Pdenovo) T 9,
Pdenovold. XV TIVA—EDIDNDEHY 3 A MEEEI NI ADITNCDA VT v I ADEF T,

CTEEETRAT v ITIE. ROCTZEEETTDIEDTRETT, BHD MIFDHEE. MOCTIFLES NI
BEORMIZCEDVTVET ., MUAIE pedigree 7 7 A ILICURX RENTVBIER TUIEENE T, 17
DRAGENIZ. GTALEETSNCHZE. VCFICY /T—Y 3V EEMULER B A

NIVFHVTIWNCFI 7A )&, de novol Z T 4« A7 BKRUBET Dde novo1—)L7ZEXKIVCFT 7
A)LDOBEAITT LT, FORMAT/DQB KU FORMAT/DNT «—)URTFP /57— 3vENET ., VCFDODN
T4—=)URIE. BFEIAY bDde novoRT—5 A ZERITEHICERINET,

PAIRIE. BIREMDHDBDIETT -
e Inherited | J—)L&ND MU ABGEEAXAVTIVEGE—RUTVET,

e LowDQ: J—)LEND MNIABGEREXAVTIVELE—HUTHESTF. DQlFde novoo 4 )T +« BRHE
FKiECd,

e DeNovo : J—=)LENd MU ABGRIEXVTIVEGE—RUTHSTF. DQlFde novoo 7 U T 1 BHME
K ETY,
LIFORIE. SUADVCFTZRUTWET
1 16355525. G A 34.46 PASS

AC=1;AF=0.167;AN=6;DP=45;FS=6.69;M0=108.04;MORankSum=0.156;QD=2.46;ReadPos
RankSum=0; SOR=0.01

GT:AD:AF:DP:GQ:FT:F1R2:F2R1:PL:GP:PP:DPL:DN:DQ
0/1:11,3:0.214:14:39:PASS:8,2:3,1:74,0,47:39.454,0.00053613,49.99:0,1,104:
74,0,47:DeNovo:0.6737

0/0:18,0:0:16:48:PASS:.:.:0,48,605:.:0,12,224:0,48,255:.:0/0:14,0:0:14:42:
PASS:.:.:0,42,490:.:0,5,223:0,42,255:.:.
XEZES 1 200005495 v00 JPN 119

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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De NovoRE—/)U\UFP DA T3>/
DIROIORY RSA VAT aviEk. de novoRE—=)V)NUTFP > N I—)UTCERTEE T,

FTvav
--enable-joint-genotyping
--variant

--pedigree-file

--qc-snp-denovo-quality-
threshold

--qc-indel-denovo-quality-
threshold

KHE—FK

248
DI VNI T HA VI A—S—ERFUET,
D— 50— BGVCF AN EIEELET

NUZDEFIE T DIBAEIC. De Novo1—)LZB R Dpedigree 771
IWEIEELE T,

de novo&EHIEENBDSNPOR/NDQEZIEELE T . FHIEREIEIF
0.05C79,

de novoEHFENDINdel DER/IN\DQEZIEELEF T . FIHEER EE(F
0.02T4d,

DRAGENIFERIN—RADE 4 7> 3 V72 ER LT, BEDEWVERD SDY Y Tz —HEICET ULE T,
EMTE— NZRIRIDICIE. UFDY T/ A )—ZFERLET,

e gVCFIx/HAIN— 1ty bDE—FENILFT Y TILgVCFZADELTERL. AJgVCFD
WIFNMCESND/N\U7 Y bDIDDIY M —ZZONILF TV TILWVCFZHAULE T HEICIHU
T. hom-refJOv D 5DEHRZFERL. INTOANT Y TIVICHIc>TINI 7Y bOBTEZEHE
UET. gVCFI T /A )\—lF. EMERICEDVCELGRZRRELFBA, FRATED IV RS A
VAT avOFEMICDOVNTIE, 122 X—JD [gVCFI T /FA)\—DA T3] #B8RULTL

&0

e JaAUBMII/IAIN— " IR—r2EDOSDERZFER LT, BRIOBGEDOBEZRELET,
RIVFTVTIWNCF. XILFH 2 T)LgVCF. Kicld1itzw bD&E— 2 T)LgVCFZ AN TEXR I, H
ZEXIVFT > T)ILgVCFE UTCRIFEIDICIE, --enable-multi-sample-gVCFZtruelCiRELF T,
FARTEDIANY RSA VATV I VDFMICOVTIE., 121 X—ID [Is3A U bIT /) TA)(—
DA TV av] ZBRULTLIES0,

BIFOMIE. gVCFI T /F A=V a4V I T/ IAN—REDRED/I AT TABRLUOT—FI0—7%=

mUTWET,

XZE&S 1 200005495 v00 JPN

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,

120
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VCFA7vav gVCFZ 7y 3>

A B C
gVCF
Jx/)IA)\—
SEPS enable-multi-sample-
T ILF Y FIWCF S QVCi—trueBEDY 31>
VESTHNE | hT 54—
SEPA S SEP A 2
FEHIIFH T TEHRILFH T
VCF J gVCF

gVCFIXR D T A&, TV T)LEH3~15DpedigreeX el TAM— DR DIF/NEET—F 2w MIDHE L
TWET, VCFIIRD T AE. REVLWT—F v MIRBTEFXT., VCFI\RD T A ZFERATH5HE. BH—
D —)\—THI24FET1,0000 > TV Z T CEEX T,

TOIR—MCFETDNU P Y hBRUEFIR— X V)\—D%HT H/\U 77> hOBEGRRDYU X M ZEZ(ITES
([Cl&F. gVCFI T /FAN—ZRTULET. BEBICMUT, 2BEDXRIVLFY Y T)LVCFOERRICI 314~
hIT /) IAN—ERITCTEXRT, JaA VI /IA)\—HAIE. EFERICEDWVWCTY Y TILDEGRE
ZELDIEREICUER T, gVCFI T/ FA)I\—EBHDHZFEAL T, NUTP Y MURREFCIFEETR T 4 U
TADZENTWVBDIEE. BENUTP Y NZT 4 )IVFU VT THRHAUT ) A XZRIECEXR T, HAT7 AL
ThcftoolsDR DA =TV —RAA—T 4 UT 4 ZFERLT. NUFP Y RZTAI)LFIVTULET,

B DpedigreeZ LB T B(ClF. I3 I T /FA)\—DESITYQVCFI T/ FA)\—%ZH{TL. EHD
334> hO—)bpedigree’zE—D X )LF Y TILVCFICHEE ULF T,

--enable-multi-sample-gvcf=true gQVCFA 7Y 3 VZFERLTCI3aA VNI T /A )\—ZHREL.
NIVFB > T)LgVCFZEEi LR T
GATKh'SDgVCF 7741 ILDILIE

gVCFI T /HAN—=BRUOIVaA VI /FA4)\—[d@mHBEDBIC. GATK v41ZEARA UL TVDHER
[CGATKINU P Y b =5 —([CKDERENTcgVCF I 7 A IVEIBTEX T, CDA TV 3 VZEW
[CTBICIE. gVCFI T /FAIN—BKXUOI3aAY I T /FA)\—DMmJ3C--vc-enable-gatk-

acceleration=true(lHBTFELF I,

JaAINIT /A IN—DF T3y
TOEIVIVTIE EBIT /IAIN—TERATEDA T3 VICETBBHICOVTHALED,

XE&ES 1 200005495 v00 JPN 121
ARMOEAENIARICRESNT T, SICOFERRTEIX A,
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gQVCFIT /5 A)\—DA T3>
gVCFI T/ FA)\—31zv bDE—T 2 T)LgVCFZER LT, ANgVCFOWLWTNHICRESNS/NUT7 Y

CEADDIY M —ZZONIVF YV TIWCFZ2HALE T, ELREE. EMIBHR CITHBTEET .

gVCFI T /5 A )\—&. S3I\T v hD5DgVCFT 7 A )L BFidHAD TR T, KWF/\T v bDgVCFT 7 A )b
CTld. --variantXfcld--variant-1ist(CBWVNCTTU T 1w T Xs3:.//& fclFhttps://DIF W e URLZ{ER

TTEET, \T v hCRADRELHE.

TAVDFEMICDWNTIE. SamtoolsD T 75 A haslBULTLEE L,

gVCFI T /54 )\—lF. gVCFAANCEICA VTV IRIT7AIICT VBRI DERHD KT, FgVCF
PBROA VTV IRT7AI)UDURLIE. https://urll.gvcf.gz##idx##https://url2.gvef.gz.tbi
EUTRBEDE TN D, OV Y RS A 2V CT--variantX fzl&--variant-listlE T BN DD KT,

gVCFI T/ FA)\=TIl&. UTFDNSA—F—PMEATEF T,

FTvav
--enable-gvcf-genotyper

--ht-reference

--output-directory
--output-file-prefix

--gg-output-format

--gg-regions

--gg-enable-concat

XZE&S 1 200005495 v00 JPN

A
gQVCFI T/ FA)\—ZBTT BICIE truel CBRELF T,

FASTAT#—XvrDUI 7PV A= ADRZFENTWVWST7A
JUo —-ht-reference /B C 9,

HAT AL IR —-output-directoryDMAECI,

IRXCOENT7AIVNCTNILHITTDDICEREND T TAwD
Ao ——output—ﬁle—preﬁxb\‘\LlZ\ZE\T@_o

HAT7AITH = vb. ¥R EEIFvCf.gzC T FF R SN TL)
BDENT7A I TH— & vef.gz. vef. KfclFbef T, V34 Vb
I /A I —=CHRUTWVBDIFE. vef.gz 74— YhDIH T T, 5D
T —XRYNEFERTEEE. 4 —T>YV—ADbcftools 1—F«U
TAZERUC I — N YNEZIR T O ENHDFT .

gVCFIT /A N—ZR{TIT DR ZIEEIT D I7A L. TNHD
BEFAD/INU P UNFEBEEINET T 771 I)UIE bed 771 ILFIE
chromosome:start-endZ{ERUTIEELIEY / LABIHDOUANIT
BDEENTEFT T/ LBEIE. AR EFIT TRYDNEND
DET, TOV—LFCIFBET —YZERATHE. TO—TJTHR
EUTEEIEDURANEIREL T Y= VB ONCHDEFE TELE
WERE U7 VIR T DICE T DB IDREZHIBRLETD .

T/ LEEDR7ZBE—DH AT 7 A JUISEREUE T . #IRIERE Cl3.
fBEldtruel SERESNTWVE T,

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,

RIREFCIFRE T 7 A )VZERTEEX I, htslib AWS S3T=

122
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FTv3v

--gg-max-alternate-alleles

--num-threads
--gg-sites-list

--gg-spvcf-out

--gg-enable-indexing

--gg-drop-genotypes

--gg-write-phased-gt

--gg-allele-list

--gg-remove-nonref

XZE&S 1 200005495 v00 JPN

B2

AIEF T4 TPUIDERKRE . FIHAERTE Cld BIF50ISERESINTL)
F T BREUCRFARIDZWVWUILHFEET D55 PUIVIEAIT
TR THEEITDBEICIDDEBEINT T . mO—MHE 7 J)LIFH
JIENFE T,

FRTL Oy — AU YN VB EXERTED 7T,
T7A )DETALICEWNT. QVCFI T/ 5 A )\ —hRE Bz &
FUERT . I71 )L T+ —vhEbedFcldbed.gz C T . FIHAERE C
F. W\WITNDOY VT IVICBHEEUEVEBFIEEEEMIEHAOTNEE
Fuo CNHDBRI7ZRIT DICIF. -~gg-discard-ac-zero’false
[CERELRT,
HAOZEEEETOIITINCF 4 —X YN CERRUE T BMICT D
([CIF. truellBREUEFR T o 4 TaVIF FIHARE CHEMICENTUVE
T EBETOVIINCF I+ —XvhDFEFMICDWTIE. [Sparse
Project VCF: efficient encoding of population genotype
matrices] ZZHRL TLIEE L. !

H 774 )LDtabixA > T v RAZEERUE T . 4 T3V EPIHAERTE
THEMCEINTWVET , --gg-output-formatZxvcf.gzICEREL T,
--gg-enable-indexingZ AT DIMNENDDFT,

JNUP RCECFPUILDIHFZ2HITTDERDISEIRUE T FIHERTE C
(F. fElFfalsel CBRESNCTULEK T o -~gg-drop-genotypesld. #IHA
REDH /I Thcftools view -GZE{TITDDERFECTY,
falselCBREITDE.QVCFIT/FAIN—E ADT7AILDTT—
VIOEREREUER T I /YA —F T TIhD T =T TE
N8R ZE I —I 0 SNTVEWELTHE AT 71 IUICEERUE
o CDA TVIVNIHEHRE CECSNTVET,
(FT2aV)BEUCEBMI COBE LI Z@H HIUE T BRIAZ RN
TWvef.gzRTelFocf 774 )LD\ A ZZ 8D ENDDET .
(F#T7232)gVCFIx /54 )\—DHEFINS5<NON_REF>:S D7
DIV7ZBRELF T . CDA T3V <NON_REF>HSWEVCFIT7Z2
WIBCTEIFWVVTRDY —)UICH T DI fEDNET

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,

123
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FTvav HBA
--gg-sample-rename-mapfile ~ (F 723V )@EEUICE N TREIZZEE T UV TILDY TEICIE S
IRREYPODRYE VT ZET7A )LD\ RZIEELER T . TTDY
VI I=T YRR BKXOT7AI)L2ZEZHDHN . KTcld/Perl regex
pattern/,substitutionZZfEFELE T . LI NE. 771 JLDBITT:
sampleX 3466, sampleX 3456
sampleY 1234, sampleY
filtered 1234, sampleY 30x filtered.gvcf.gz

/ (\w+) _badsuffix/ \1_bettersuffix

--gg-concurrency-regions (AT 2av)wH)CAIET HEEZIEELER T BED 71 )b, sBED
HIREGIDDUAN, FIFBHDITEYIDD I ANEEE CER T
--gg-discard-ac-zero truelCRELICHZER . QVCFI T/ A )= LWTNDY > TILTH

d—)bENTWOEW U7 P UL (hom-refBREY) ZH AHULEE
oo IHAER EBIEtrue T,

'Lin MF, Bai X, Salerno WJ, Reid JG. Sparse Project VCF: efficient encoding of population genotype
matrices. Bioinformatics. 2020;36(22-23):5537-5538. doi:10.1093/bioinformatics/btaal004

A NI IAIN—DA T3>

NILFYVTIWCFE. YILFYT)LgVCF. Ffeld1ty bOE—Y>YT)LgVCFRBEBEREICI 34V b
VI /IAI\—ZRITCTEXT,

JIaAVNIT/IAIN=TIE IFDISG A= —HEHTEEX T,

F7vav 88
--enable-joint-genotyping IIA NI T FAIN—7ZRITT DI truel SBRELF T
--output-directory HH7 4Lk, --output-directoryD\WhZB T
--output-file-prefix IRCOHEAT7AIVCEINIVHFTTDDICFERSND T T4vD
Ro--output-file-prefix W B T,
-r I\ aF—=TJIVHMFET DT 4L IR,
XEZES 1 200005495 v00 JPN 124

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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F7vav HBA
--variant B—DgVCFI 74 )LD A ZIEELE T . BHD--variant4d J
--variant-list 2V EFERUC BHEDYVCF I 71 JLZEIBE CEEX T . mA2000D

gVCFZOMR—hLTWVWE T, --variant-1istZEAL. ITHED
DOINUTP R T7A VIR ERU TP EDE DN ENGHSHYVCF
T7AI)DUANEZT T 74 )V ELE T,

--pedigree-file B> T7)VE DB FRZER T dpedigree 77 A )LD A ZIEELE

I HMICDVTIF 117 X—2TD [pedigreet—F] ZSRLTL
rEEn

JaA VNERBEAT - vh
BATEDY a4 Y MRTEHD 7 AUICE, LIFO2ODE0ET

RIWFYVTIWCF : AHNNUT Y MR UTANY YTV EITERRIBERD D DI EZTVCF T 7
Ao

RIWFY > TIVgVCF | B—H > T)LDgVCF I 7 A JUWWVCF D 7 A )L &R 3 & FEE Bk, NILFH
Y TIVDVCF T 7 A )LDARE =R T ©gVCF I 7 1 )b J\U > REUB ClE. ¥ILF P T)LgVCF
(ClE. BTV TILVRU T 7 UV AT/ LR U TR ERAEEDMIRSNTODEEED LAV ZESR T
DIREMENZSENTVEY ., YILFT 2 TILgVCFIF. pedigreeZ/c(d/ NS ETR— hH S DIERZE—
DI 7A)IHFEDLEDIDICHERNLE T+ —<X v hTT, SROT VTV ZEERT 58, ALy
DEEKICIFATITY Y TILOWVWFNHDEECKD . FUWhom-ref 70w I BMERINE T, THITK
D, KIEICHF(ESNETOY IBEBIOREEHNT 7 AIZEERT Dictd. (ERDRENME TS
DHEANBDFET,

hom-refJOwZMOFORMAT 74 —)UR
hom-ref J 0w 2 Tld. LLFOFORMAT 7 « —)U R —EMICEHEINE I,

FORMAT/DP : {El&. /> FRDITNTDAEICOICEHTR/IDPZERLTLVET,
FORMAT/AD : {El&. DP = HRYEDPCH S/ FADAEZRL CTWLE T,
FORMAT/AF : fBld&. FORMAT/ADICESWLCWVE T,

FORMAT/PL : fEl&. EEERERC EDPhred BEZZR LU TCWVE T, hom-ref 70w 2 TlE. FORMAT/
PLOZREIF. /N RRDOITXTOAEICOIEdR/IMEZRUTWVET,

FORMAT/SPLE KU FORMAT/ICNT : hom-ref JOw OB KU/\U 7> hEEiRDMm A Z=2 0. gVCFET
MCUMNR—hENBD/I\SGA—F—, JI\SA—F—ZFERLT. bUFDFHiHETde novoTHB/\UF7>
ROEBEEAI P ZsTB ULE T, SNPTIF. FORMAT/PLEFORMAT/SPLOMmAHY. De Novo Caller
NDANEULUTHEREINE T, FORMAT/PLIF. YT /54— 0—)benfcHza. I /54—
hHES5NcPhredBEZF&R U TCULE T, FORMAT/SPLIE. FIARIDHEE Cddpregraphh HE 51
fePhredUEZFR LU TCWVWE T, FORMAT/SPLOEEIF. /N RRADINTDAE(ICHIDR/IVMEZR U
TWET, INDELTI&F. gVCFI7 7 AL TLIR— hENDFORMAT/ICNTICEDWT., PLIERY 31~
kpedigree 1—ILAF v I TEHESNET, FORMAT/ICNTIE. 2DDETERSNTVET, B0
BIFZDAIE T CIndelZZFEWV\U — RO T, 2BBDBEFZTDMETCIndel’ZzZ20 U — RO T,
FORMAT/ICNTOZEEIF. /N FRDINCOMNEICOICDRABEZRLTNET,

XE&ES 1 200005495 v00 JPN 125
ARMOEAENIARICRESNT T, SICOFERRTEIX A,
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LIRDAIDhom-ref 70w Z Tld. ICNTIF. WROMUEBECTEYT > T)UICIndelBPZEN TSN EDHI(CEET
BDIERZIRBUE T, RHEICZTDABE CINdelDZENTED. FHDICNTHIndellCHInd D) — R&ERUL
TULEWEE., RIgEDEREAI7([EF&L<ED, iIE(CIndel de novod—IUHhep D ET,

cchrl 10288 . C <NON_REF> . PASS END=10290
GT:AD:DP:GQ:MIN DP:PL:SPL:ICNT
0/0:131,4:135:69:132:0,69,1035:0,125,255:23,1

chrl 10291 . C

T,<NON REF> 38.45 PASS
DP=100;MQ=24.72;MQRankSum=0.733;ReadPosRankSum=4.112;FractionInformativeR
eads=0.600;R2 5P bias=0.000
GT:AD:AF:DP:F1R2:F2R1:GQ:PL:SPL:ICNT:GP:PRI:SB:MB
0/1:28,32,0:0.533,0.000:60:20,21,0:8,11,0:15:73,0,12,307,157,464:255,0,25
5:23,10:3.8452e+01,1.3151e-
01,1.5275e+01,3.0757e+02,1.9173e+02,4.5000e+02:0.00,34.77,37.77,34.777,69.
54,37.77:4,24,7,25:8,20,14,18

SPLEKUICNTIEIFDRAGENICEB T . GATK/INUP Y hO—5—(F. SPLEKXUICNTEZEAUEE A,

gVCFIT /5 A )\—CTMDgVCF 71 —ILRDIES

QVCF I 7 A VEEE T BIBE. QVCFIT /54 ){—l&. &ANT 7 A ILHBDGVCF T « —)b REIX—
LCHAIMSVCFICHFEDEET . gVCFT « —Ib RlE. LIFO&ESICLTHAT « —IL RICEFEDES
nxd,

FORMAT/FT : EAIT 7 A IUDBDFILTERT 4 —)U K%, EY 2 TILOEHIT «—)U RICOE—U
NI

QUAL : £hT7 7 A IUEIF. BATIT 7 A IJLDQUALIEDEGST T,

INFO/MQ : 17 7 A UEIF. BATIT «—)U BDINFO/MOEDGETTHD. FEANIT 4 —IJLED
INFO/DPCEHMIITEINTNE T,

INFO/MQRankSum. INFO/ReadPosRankSum. BX&UINFO/R2 5P bias : £ /17 71 JUE(E.
AT 7AIDT 4 —)U RMEDHIYETT ,

INFO/DP : 17 7 A )UEld. FANT 7 A )LDINFO/DHEDEET T,

FORMATZ « =)L R&. BANT7AILHSHAT 7 AIVICOAE—ESNEITH. BT 7A)VIC[EFTXTD
U TIVCEFFEELVEVWZUILDZENTVSICD, I/ FA)\—FREEZHEET Hh. FeldTL—
ARV —EZERLE T,
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ARMOEAENIARICRESNT T, SICOFERRTEIX A,



lllumina DRAGEN Bio-IT Platform v3.9

IV NI—)V7Z2ER T DgVCFI T/ 5 A )\—

= IV KRUZ (chrM) TODRAGEN/NU > hO—)bld, BREEF/\U7 Y bO—)LEFITTORNE
EOEI,

e BETREIAUT« (GQ) BROEGELE (PL) X MUTX(E chrMTIFFESNEEA. KDD
([C. DRAGENI&. PhredfED O Z U T « A7 SQ%ZEMRLE T DRAGEN v3.8FTclFZNLLAIZ £
9o5%a. LODDMERSINE T,

o« BWILETTI-IVIE. MTISREESNDDTIFIEL. VCFI 7 AIILDOWVK DHODITICHBISNE T, &
U7 BE FHULTICENNE T,

de novoRE—JVIN\UZ VT4 )ILFU T

TAIFUVITRAT v ICKD. ploidyEEINTWVSEEHTDY 34> hO—)LT—2 T70O—Dde novo
NI b O—=)L7ZEELFET. de novod—/UIZE. pedigree X /) \—DMEL EBH1IADFEZBHERTRRZE
MO EEDORHEENZERTOIENTEDCH. de novo/\UFPY b T4 )LFUVTE. BEETH/INUF7Y
hNEY—F2JFDEICKD, I-)by FDOREMZNETEFT,

Fim&EDFORMAT/DNT « —JU KI&. de novo/\U 77> hhiploidyZESVETZIEFCNVEZNZENEE L TL
515A. pedigreeDIBEL B XU IE—#HU 77> hO—)LICEDWVT. stDDeNovofEN 5DeNovoSV
F1clEDeNovoCNVICEEEINK T, ©DMINTD/NUT7 Y hOFFHIFEESNIEWVERE T, ASVCFD
IRCONI TPV b TAILE I TENTCHAVCFICHFELTVE T, BAIDK DM, ploidyhZE{t Ui
WESZARcFOE—H/NU Y bME. TAILFU VI TEEBEINET B A, Bl LT ASIVCFDde novo
SNVI—)L7ZRUET

chrl 234710899 . T C 44.74 PASS

AC=1;AF=0.167;AN=6;DP=73;FS=4.720;M0=250.00;MQRankSum=5.310;0D=1.15;ReadPo

sRankSum=1.366; SOR=0.251

GT:AD:AF:DP:GQ:FT:F1R2:F2R1:PL:GL:GP:PP:DQ:DN

0/1:21,18:0.462:39:48:PASS:14,10:7,8:84,0,50:-8.427,0,-5:4.950e+01,7.041e-

05,5.300e+01:15,0,120:3.2280e-01:DeNovo

FimE., B, FCEFEOSVEELDEEF. TAILYUYITSNCHAIVCFCTU DR S [CRENET !
chrl 234710899 . T C 44.74 PASS

AC=1;AF=0.167;AN=6;DP=73;FS=4.720;MQ=250.00;MQRankSum=5.310;0D=1.15;ReadPo
sRankSum=1.366;SOR=0.251

GT:AD:AF:DP:GQ:FT:F1R2:F2R1:PL:GL:GP:PP:DQ:DN
0/1:21,18:0.462:39:48:PASS:14,10:7,8:84,0,50:-8.427,0,-5:4.950e+01,7.041e-
05,5.300e+01:15,0,120:3.2280e-01:DeNovoSV

LUIRE. YaAbI=ILD—=2070—-TRESNDT7A)VICEDWVTC. de novo o «)LF UV IZERTT
BIEHOIAYY RSAVDHITT
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dragen \

--dn-enable-denovo-filtering true \
--dn-input-joint-vcf <JOINT SMALL VARIANT VCE> \
--dn-output-joint-vcf <OUTPUT VCE> \

--dn-sv-vcf <JOINT SV VCEF> \

--dn-cnv-vcf <JOINT CNV_VCE> \

--enable-map-align false

de novoRE—)U\UFP VT4 )LFITDA T3>
de novo/\U7P > T4 LAV ITIE. IFOA T a VhMERSINET -

FT3v Bl

--dn-input-vcf de novod—)LATY IS TA)ILEUTENEI 34 VN AE—IVINUF
~~CF,

--dn-output-vcf TA)IFI T ENIEVCREE IS DIMEN DD T 71 U E. FEELTL)
HWBE. ASVCFR LEEINET,

--dn-sv-vcf SVIO—)LATYTIHoDIaA 2 MMEELRVCE, BRUCIEE  /EESE
DEEDERN ATV ITEINET,

--dn-cnv-vef CNVI—=)LRATYIHheDIaA /MEESENVCF. BiRUICES. JE—

#H)\U7 VS DEEDHERDNAFY TENET,

&SERRIN/INUT VR RE—IVIN—-RT1ILFUV T

DRAGENTI&. VCFECHRICIFEET 27 /T — 3 VICEDWT. VCFED/I\U T Y D 4 )LF U J Bt
UERT. THIREBKIUIFNHRTE/\UT7 Y M\—= R D 4 )LF UV TICDNT. FCTHILET, 2.
JNUP Y NO—=5—OO7AH SHEBEREDRS ZHMHADEWND. DRAGEND )L XLDMECK
D, J\AMTSAVHRED/INUT Y e /A XEXFT HEOEEEZE SN, VCFET 1 )LF UV T DikTF
EDKIBICERSNE T, CDfcsh. DRAGENTDHIEAREDVCF# T « )L JIFIERICEFE T,
R EDRAE—IVI\UFP N\ D1 )LFU T

HTEMRRRINI A TS AV DHHRED T « JUY—[FUTFDEHBDTT -

e ##FILTER=<ID=DRAGENSnpHardQUAL,Description="trueDZE(FZE : QUAL < 10.41">

e ##FILTER=<ID=DRAGENIndelHardQUAL,Description="trueDHZE(FZE : QUAL < 7.83">

o ##FILTER=<ID=LowDepth,Description="trueMIFEFEXE : DP <= 1">

*  ##FILTER=<ID=PloidyConflict,Description="Z&&ploidy(c—Z L TWVEW UV hO—=5—HhH50D
I /)5ATI=)">

o ##FILTER=<ID=base_quality,Description="C DEEAI CDalt') — FDOHRBEIEE T 4 U T 4 HEEZ
TELTWEWESDIC T 1 )LF U T ENTEBAL">
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o ##FILTER=<ID=lod_fstar,Description="/\U 7~ O EEDREZ/&Ec U TCWEBA FIHIEREDEE
(36.3T9Y) ">

*  DRAGENSnpHardQUALB KUDRAGENIndelHardQUAL : = b RUP VT 4 TFUSADTXTD
VT 4 JTlE. FHRED/I\— R T 4 )LF UV TIE. QUALEDBHEIEDH CERENTVET . 7l
DOFHAREDQUALBIE(F. SNPBKXUIndellSEASNE T,

e lod_fstar : S hIOV MU VT 4 JTIE FHIRED/\— T «)LF U T, LODRX D7 DEHEL
BOH THEREINTVET,

e Dbase_quality : = IV RUPIVT 4 JTlE. atU— ROHPIBERE T AU T 1 B RREFRE ChHDE8
fIICCDTAILY—"ZBRALET,

e LowDepth : CD 7« )LF—I[&. FORMAT/DP <=1/ XTD/\U77 > bOA—)VICERAINZET,

* PloidyConflict : FemaleZZDRAGENTINY > RS A > TIEEIT DN, F/zlFFemaleZzPloidy EstimatorT
BT 2BE. FemalelBEEDchrYDIXTD/\U P> N I—=)UICZDT 4 )L —HDERINE T,

IFEAREDAE—IVI\UFP VU N\—=RD 1 )LFU T

VCFRZETHBETINTULD K DIC. DRAGENIE., NU7PY SO—=)LDEARNE T 4 )LF ) TS R—KU

TWETY, --vc-hard-filter4 7> 3 > CTERDEBD T 14 VI —ZEBRATEFXRT. CHNUFUTDXDIC. HX

DOE=OO0VRYIDDU R MERTT

<74 )LZ—ID>:<snpfindellall>:<ZEZED 1 X k>,

CCT. BEDUR MIBADURXNBETHD, CDT#+—< v ~TlF|| (OR) BEFCTRYSNTVET :

<7/ T—23VID> <tLBSEEF> <fBE>

NSO REBEZRDEKRGLUTOESBDTY -

o TJ4I)LF—ID: T4 ILY—DEAl, ZHIDHATIAIIUITENTWVWDI—ILDVCFI 74 )LD
FILTERFUICASTIESNTNE T,

e snp/indel/all : X ZBRITDHNENDS/\J77Y bO—)LDY Tz b,

e FPJ)F—3avID: J4)I—DEZERITDNENDD/\U Y NO—)VEER 7 /T—3 V. U
MR—bhEINTWVWD 7 /T—3vIFE. FS. MQ. MQRankSum. QD. &&UReadPosRankSumTd,

s HEGEEF HBTEURTAINI—EBEEERITDDICHERTHIMELEEEF, UiRk—hSNTLDER
FlE. <. < = # > BKRO>TT,

BIR(E. ITFOEILIESN)L [SNP filter] FS < 21K 2EMQ < 100DSNP TN —F > JENTH O,
lindel filter] FS < 2.2FZEMQ < 110DEIR CY—F T EINTVET -

--vc-hard-filter="SNP filter:snp:FS < 2.1 || MQ < 100; indel

filter:indel:FS < 2.2 || MQ < 110”7

CDBIIFHRERNDHTHD. DRAGEN VHITTHEMRT D CEFHERSNE B, lluminaTld. ¥IHIERE
DI\—RTAI)F—ZERTDEZHRLTNET,
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ELEDHEHIEDE TH—TR— FSNTVSRIEIFORTH D, BHDT / T— 3 VOEMNEHEHFED
BIEFYR—hSNTVEBA. FEEICIE. BHEHISTIR— FESNDEBENHD T,

U—RIChHc21EREREDET UL

DRAGENIZ(&. PIEDERTY — NCOcdEBREZETIVET92DD7 )L IUXLDMEZ SN TW
E

ANEBU—M&R

NEBU— Rk (FRD) Tld. BRo TNy TSNy —FZRHUE T, FRDISEEFEZZEEL T, U—
RPOUT Y FHEROTY Y TENCEERZERBLE T, U—RCECRI LTV Y EY I TS —DHEEL
TLVBDERET DD TIFEL. FRDIE MAPQBKUMR D FEAFD R DFEMIFZHIFADZ EICKRD. F&
FOIEHDU — DRI TY Y TSN TV OEEZHE LE T,

BENYVEYIIS—FFREFOTRELVIIN, YvEVI IS —ZU—RCEIHRILEIS—A XY
bEUTEDIRD ZEICKD. BEMAPQP™ROICAFICHEN DD ST, SULVEHEERX IV ZXRETCEXT, &
FEER 7 DEXFHMZEER T ©/cHDI DDEREMED D DHEEE. STETHEASNTLDRI\MAPQICEET
BDEMEZZHDHETT, fElEL. COEESE. BENIZREL TRBIEZEM T DHED DD ET .

FRDIE. EERADU — RHOHERU — ROEIREMN DD (DED. BEOMUEIXU T 7 U YRT / LADECHT
H5) EVDEMDRERZEFATZEICKD. WEROI T/ FAEV TPV IV XLZHRLET, 7))L
UXLISEHDR M (Role7 UIBRES KOEMAPQ) ZFIFALT. COMVEEEEICHEIPAHFET T,

FNZLAF21—UT, ERBZEEEL. U—RZ2/N\UFP Y N I—5—([CANT DIcHDMAPQEIEDIEKR
ZEDCTDHIEICKRD, BREZNELE T, FPZREVCEGRZELIT D EICAD. FHEMZWE
LET,

BEIFUTAET

BEIAUTET (BAQD) ZIVIAUXAILEKD, Y= VAV AT LK CEIERISINS R THE
DD OIN—A IV IS—ZRHLE T, BAQDIF. INSDIS—DREDRME (RS2 RINA 7
A U—FRTOIS—DUE. BEIAUT «) ZARBLT. ZUILHED/NU T 2 hTEFERFERE
IS5—AXY DR CHOEEZHELET T,

REDEACTHRELUCIS—DFREXDICEF. TNSZED/NU 7Y M EXRIT DEREEREMD DD T,
BEIAUT «ET (BQD) ZILIUXARF. INSOIS—DREDRE (RS RINA TP U=k
NTOIS—DME. NROEMTOU—RDZETDIT Ty MCOEDRTFERERIFUT «) ZFA
U, HEESTRICHMADREX N ZXALTT,
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BRIINATPAT«ILY—

AEINA T AT« )L —IF. BELUTICEETSD /A XZEERTDLDICEESTINTVET !

o T I/LATATSU—RBRECEBASINCTITI—RIZ—T4 7705 (BIRIE. 2 A, BKRO
SBBEEADEIFEDTEICED. YN VFERETTFZUETED-AFV I T ZIISEEERT DIES
Db, BEMICIEPCREBIREEICGT NSV AN—I 3 VEEES|ITRIUET)

e FFPE ((R)UDNUZVEEINS T4 V818) P—FT4T70 b FFPEZ—T 4 720 MMEY b DR)L
L7 ILTERBEZ = /MEDBEUTHED. CHOT\DOBRTEERZS|ITRIULET,

HENA TP AT 4 )LF—IE. B8/ A T4 TCOHMHMERTEFT, T4 ILI—ZBMICTDICIE. --ve-

enable-orientation-bias-filterA 7> 3 > B truel CERE UE I . #IHAERE(Ffalse T

T4 IUTENDT —FT 4 T 70 8IATIE. --ve-orientation-bias-filter-artifacts 4 7> 3 > CTHEE T

TET, FHERTEEC/T. G/TTIM. CHNUFOX0OGHBKRUFFPE7 —F 4« 7720 MMIWIHULTWET, B

HElE. C/T. G/T. FelEC/T. G/T. C/ATT,

P=T4T70b (FE =T« 770 EZTOFREM) (F2EURRTEFBA. AIZE CoGHBK
OT—AISEHEHE CH DI, C/T. G/AIFERTIFHDFIE A

AEINA T AT 1)L —IF. LTDEHRZEMLET

o ##FORMAT=<ID=F1R2,Number=R, Type=Integer,Description="%&7"1J )72 1R— b T DF1R2\X7 7
[CThD— D" >

o ##FORMAT=<ID=F2R1,Number=R, Type=Integer,Description="%&7"1J )L IR— b T DF2R1 7
[@CThDU— ROE">

s ##FORMAT=<ID=0OBC,Number=1,Type=String,Description="7131E1)\A 7 A7 14 JLF—DIEETI T+
AR>S

s ##FORMAT=<ID=0BPa,Number=1,Type=String,Description="7—7 « 7 7 2 bDOHF@I\A P X T>
A77">

o ##FORMAT=<ID=0BParc,Number=1, Type=String, Description="318% " —7 « 7 7 2 bDA@EI A
TPATZAT">

o ##FORMAT=<ID=0OBPsnp,Number=1, Type=String,Description="LEEMD)\U 7 > ~DAM[I\A 7 AT
ZA7">

dbSNP7”./F7—<3>v

SNEMAERE. Tumor-Normalfdfiig. FfzldFTumor-Only iz E— RTlE. DRAGENIFdbSNPT—%

NR—=XTN\UP7 Y b I=)ZEBRULT. BEU—B/\UPZ Y MR UTY /T—Y 3 VB CEFR T,

dbSNPT —IX—=XERZBMICT BDICIF. --dbsnpZ T 3 2 72dbSNPT —5 N—RXVCF&eldvef.gz
T7AIANDI VI RITEELVIIH, NIV T 7 UV ADIEFTY — T 2MENSHDET,
HAVCFDEF/NU 7> b O—)LTlE. O—JUHACHROM. POS. REF. BRUNMEL EBHIDDALTDT—%
N—=RXLYV hJ—=[C—8UBE. —HUeT = N—X LY MU —DrsIDHEFIVCFDEZZET S 1—/)LD
IDHICOE—ENEFT . T5IC. DRAGEN(F, TF—=IX—XCTHRESN/cI—/LDINFOT « —)U KCDBY
/T 3VeEEMULET,
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DRAGENIE. U7 U YRY—=VR/AVT 4 JDRZRICEDWVWC/NU P Y bO—)LZREULEITH.
dbSNPZIBE T HDICEASNDU T 7 LUV AP, PI3AXY MEKRO/NU 7Y N I—-)UTERENSY
TJ7LU2VAEBUTCTHDEMEITDRIDHAFHDFE B BERUIETY /T—2 30T —IX=—ADY
TATD PSAXYNNNUTPY SI=)VUT 7 UV ATV T 4 TIC—BULTVD & ZHERULE T,

VCFI74 ILDOBEEMMD5SUM

VCFEAT 7 A )LOOMDESUM T 7 A JUld. BEIMICERSNE T, CDOT7AIVERICHEAT « Lo hUIC
BENNCED. VCFHAT 74/ ILEBURRTCTI N, .mdssumibiRF O EREICHINENTNET . FIZ I,
whole_genome_run_123.vcf.md5sum €9, MD5SUMT 7 A )UIE1TTDTF AT 7 AL THO. VCFH
17 7 AIDmMdSsumDZFENTVE T . ZDmdssumldE. Linux mdssumI~Y > RO AICEERIC—HU
TVET,

MHlYT /YYD

DRAGENIF. RE—=JVINUFP > bO—=)LDs&adT T /A>T (ForceGT) ZUM—bULTWVET,
ForceGTZERT DICIF. BHI T/ FAEVTTHAE—IVINUFP > DU R BT--ve-forcegt-vefAd 7
VavEFERULERT. AE—ILINUP Y DAY MR, *vefXfcld*vef.gz7 7 AILICT D ENTE
F,

ForceGTDIREDFIREIRIFLUTDEHBOTT -

* ForceGTI&. V3E— FOETEMIARINAE—IL/INUFP Y b I—=)LCTYR—bENTVET, V1. V2. &
KOV2+E— REFTR—hENTLEE A,

e ForceGTIF., FfilaXE—)L/\UP Y hO—)LTHYR—hEINTWLET,
e ForceGTIE. YaAVNIT /A IZBELUTIHIBELE R A

ForceGTAT]

DRAGENIZE—DForceGT VCFAI T 7 A )LDHFZTR— M UTWEITH., DT 7A)VIFLITFTOEHEH%=
mIEITMENDDFET !

o JNUPYPMNI-)VTERASNAVCFEAU U D7 U AOV T4 0% BLTWVD,

e UTIJFPUVROAVFT A UDEZFIEMBETY — FEND,

o J/—NTAXINTWVD (BETERZ)

o BMIFINUT Y MZSENTULEW (ref 7 UJUHDBALT 7 U)LICTEENT DicsDIC, EHDBIR/ RN/ KK
DPRBIFINUTP V) o BIRIF. KEZDENETLUTOBRICFELIL TWLWDForceGT VCFD/NU 77>
TY:

chrx 153592402 GTTGGGGATGCTGAC CACCCTGAAGGG
DD/ —<RTAXENTWVIEW KU 7 bE. DRAGEN CHREEDENERS | UET !
o EFETIEHEL) : chrX 153592402 GC GCG

o EHEIFEIR  chrxX 153592403 C CG
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ARMOEAENIARICRESNT T, SICOFERRTEIX A,



lllumina DRAGEN Bio-IT Platform v3.9

ForceGTIRIEETHISNDER

ForceGTCRE—IVINUTFP > b O—)L7%ZETIHE. DRAGENIE. ONY RSAVDAFE UTForceGT
VCFZEFERTHCEICKIDVCFZERULET . VCFHEAT 7AI)UICIE. UITFOXDICTXTOBEDI—)U
EForceGTO—=)UAZENTWVET

o JNUFPYbhI=5—TCOd=)LENIEN dfcForceGTI—ILTIF (—MBITIEIELY) « JI—)UIFINFO
T4 =)L RICBVWCFGTCTHY I T ENE T,

o NUFPYPI=5—=TIO-)LEN. T« I)LF—T«—)U FHPASSOAIEMALRYIForceGTI—IL Tl
(—B89) . J—JLIFINFOT « —)U RICBWVWCNMLIFGTCTH I3 ENEKT (NMLIFEBZRUE
9) o FHEE—NTIE. O—JUIEFSOMFGTCH I IFENE T,

o JNUPYRI-5—(CKBDER I (BKLUPASS) T. ForceGTI—/ILHEWEE (EH) « RO
FIFEMENEEA (NMLYTIEL. FGTHZIEL) o

CDRF—LAlF, FGTDI+. ForceGTANELIEREI—I)LO@mAI CT—H. BROEEI—ILTHDIENR
RTHEEI D I—ILZXFILE T,

AFIForceGT VCFDINTD/NU 7 MFBEGRE TUEEN, HAHVCFT 7 A JVICHFELTWET . LURD
x(F. JNUFP Y hTUIR—=bENBCTZRLTVE T,

eSS LiR—h&EN3GT

HI\Ly D DIFVMIE JFEIEE.
HI\LyIEHDDALT UL 7% 0/0F7z(30|0
PIR—=UTVBU—RDEVIE

ANV IBGBOALT )V 7% J\ATSA HKIF (T

HR—~UTWBDU—ROGDANE HHRERT /1A HHAE)

DRAGEND. AFIForceGT VCFCHRREULIEBDEIFEED/I\U P b 1—)L UTEEE. £FIVCFICIEE

UNBICLITOEMDIY MU —DEZFENTVET .

o FIEREREDRAGEN/NU > NO—)LD1DOI b —

o FHIBDNMNBETAIForceGT VCFICFEFET D IXRTO/NU 7Y FO—=)LZNZNICHTDH1DDOI b
U_o

chrX 100 G C [Default DRAGEN variant call]
chrX 100 G A [Variant in ForceGT vcf]

5—2"w RBED T 7 A LB AFIForceGT VCFE EBICIEESNTWLSHE. HHIgVCFT 7 )LICIE. BED
T7A)AIEBEEE T DForceGT/\U T Y FDIHDZENTNE T,

JE—#u\U7 83—

DRAGENIE—#UWU P>k (CNV) "4 IS4 Tld. R —T 28— (NGS) T—5F7%ZFERAU
CTONVANY R I—)VCTEEX T, CDINATSA VTl EIEMRRINERTOET / LY—T VR
WGS) T—9BRUEIIV—LY—T VR (WES) T—FDUIEZZT. DRAGENRA MY T RO T
TPENUCBE—A VI —T I —ATERBDT7 TV T —2 3V Z T IR— U TWVET,
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DRAGEN CNV/\A TS A4V TlE. 2DD/—XITAB—Y 3 VEEE— RZEYR—bLTVET, 2DD
E-—RNCELD / —NXSAEB—YaVFEzEAL. 7T7UT—r 30 fIZIE. WGSHWESICESWT
HIEDI\A T AZIRELEX T, FHIREDSA T2 3 VRECF. RELBEDORD OSTED SU— A TD
RHEZHITUCVE TN, BEOD—IJO-TCIEFMlN<F 21—V T UcF T a VEREDNKEILEDE
BhdhHT,

CNVDO—o70—
DRAGEN CNV/{A 754 V(. UTFORICRSNTVST—o J0—(CHE>TLET,
2 DRAGEN CNV/\A T34 > D—o 70—

k 4

:‘ o
o
=z

=29V =5y~ /=34 'wIXY J—-yz/
_— = | /XA 7 RHE | - - CNV VCF
DBAM/CRAM novk £-vav F=vav F1EVD \/J

DRAGEN CNV/\A TS5 AV TlE, I\— ROz 77015 0— 3 v +o9/00BOK DK, D)1~
SAVTEHERTESDDRAGENT S Y b —LDZHOEHZFERLE I, DRAGENRA KV I TP
TCNVILMEZBRC T DICIE. --enable-cnv XY RSA VA TV a2 &truelCERELET,

CNVI\ATSAVIClF. BIFOIREY 2 —)LHMBR 5NTVET

o YUY PADIVKNITSAAYIDEDU—RADY MBROZOMDY ITFILDEZ2 T,

o INAF7RAMIE : ARMEDY AT LI A T ADFELE,

s J=RSAE—Y 3 EBLFploidyUNIVDBRES RO —AY Y TILD /XS4 -3,

s BIAYFT—Y3YV !/ NSARXLEYITFIDEIX DT =23V NUIETU—0mRA 2 M.

o I-IW/II/HAEYT IBHENE. RO7UVT, BBMNS. BLUHEEANY bOIE—H/NUT
VhELTODTAILEUVT,

J—RIAC—Y3VEVI-)IE BEICIHUTEST Y TILDIIRIL (PoN) ZEDATZENTER
9. CNUF. IR—MFREFERY Y TIVOREICERTEDRICERAINET T ZOMDEI 1 —-/LIET
NTC., EFSCNVZ IV IYUXLBETHESNTVE T,

IV O—@Eih

UTOHIE. Y ITFIVHSESTERT —I 728 L Tl g BRDDRAGEN CNV/\A TS5 A 2V DRAFT v T
DOBEZRULCVE T, CNSOHIEHITHD. DRAGEN CNV/\ATSA UHBERINSTOY hElF
B—ClEHOEE A

DRAGEN CNV/\A TS5A Y TORYIIDAT v I, =0y bADY AT —=ITI, 50w ATV
hRT—=ITlE U=PADY MPRBEEGENRT DRI ITFI)VEME LT, 2DV IFIZESY—5Y b
B ATILE T,
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3 U=kADVBYTFIV
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3520000 3530000 3540000 3550000 3560000

|

3520000 3530000 3540000 3550000 3560000

RIS, T—=RY VT ZEEY 2 TIVDINRIVETZEFHEE U EEFploidy LNILICH LT/ =X 54 XU
FIo TDMDINA P REITRXCYITFIVDSEEL T, ANV SUNILDY TS )U7ZERULE T,

5 dVIITUN/ —XSA -3 VHI/E

fMyv-WMI [ -
Za—-h3
%»P"‘"‘uul'lr‘\‘_.—dr A

AL v

3520000 3530000 3540000 3550000 3560000

RC
0e-02 2003 4004

4 RNBEIPEXRTFVITFIV

PE

Ce-02 4e02 Be-04

-
-

kg2(CR)

J=RSAXUIEY TF)I 7, FRATESCIAYT—ra VPV IUXLOIDZEFERALTEI XY MEU
FTo ANV HEIXY MDST—)LENET,

6 BIXTVbH

TIAVH
— DuP
= - = - —— — DEL
. X e S T NEU
s =
&
P
L T : : —
3520000 3530000 3540000 3550000 3560000
Y - .~
7 A=ENFEANY
© oUP
0 ~ DEL
-
o«
[T
- - T T —
3520000 3530000 3540000 3550000 3560000

HFVOF T, AR MRS N TRIHENE T
CNVINCTSA DA T3y

BURIE. CNVIRA TS5 A 2V 7ZHE I DI2HICDRAGENTRA MY T hD T 7 EHBFEINSOREUDA T 3
2 TY . BAMEZIFCRAMT 7 A JUIE. CNVIKA TS5 A VICASITEE T, DRAGENDVY w/\—ET7 S5 A
F—ZERI D 5EIE. FASTQD 7 A )VZERTEEX I,
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FTvav SRR

--bam-input WIETIRDBAM T 74 )Us

--cram-input IBHRDCRAM T 71 )o

--enable-cnv CNVIUEZBWICFEMCLE T . CNVILIBEZERH(CT DICIE. truel
HELET,

--enable-map-align RYUINN—BKROT7 AT —EI1—-ILZEBWICLET . PHERE(Ftrue T

BB CDF T3 Zzfalsel BREUIFVEED I NTDANU—RH
BYYITSNTT A AVNENET,

--fastq-file 1 QIBTRDFASTQT 71 )Us

--fastqg-file2

--output-directory INCDERDENSNDENT LI,

--output-file-prefix INCDERT7A )VADRICH IS NS T 71 )LDEERE.
--ref-dir DRAGENU 7LV RG /) DI\ a7 =TT« IR,
CNVINA TSA4 VAN

DRAGEN CNV/{A TS AV Tld. BEDANT#—X v bZYR—bULTVWE T, RO—MRNET +—
N hE TTIENY TENTT SA XY bESNTWVSHBAMEKCFCRAMT 7 AL CT . KEXY THF S
AXY FHEINTVIEWT =IDHDBEIE. 137 X—=ID [ 7oA A ST 7A)LDER] ZZRUT
{IrEELY,

FASTQA7Z{EA U CBAMB KU CRAM T 7 A L7245 B I (CDRAGEN CNV/\A TS5 A 2 7ZBERITI &
BRICIE. DRAGENNY W T/ 7 SA AV AT —=IDSEET TA AV bz A M-V T HFIAICD
WCI38X—=ID [7SA AV DA NI —==2T] ZERUTLEEL,

U7V A)\w2a7—T)

DRAGEN CNVI\A TS5 A 2 TlE. DDA TS5 A 2V THERFZDMDA T aV/ICTIAT. --enable-
cnvAd 72 a2 ZzEtruelCiRELT/I\W S AT =TI ZEERT D2UMENSDHD F T, --enable-cnvhitrueDHA.
DRAGENI(&. CNVZI)LOU X LD w Talge) \« 7 R Z NI D D(CERAT Dk-merFEZ MY v T8
TERUET, UT7LUVRIN\YYaT—TILTEC—E., k-merBERE MUY Y T 7 A )V EERT DHED
HOFET, EHICEFE. 2 N/ LAHED1 SBBEEELE T,

UD7UYANy2aT7=DIE UIT 7 UVRYT ) LOEMEREHRINA T U—KIETT, /\va7—
TIVOEMDFFRICOWVTIE, 10 "=2ID [UT7 UVAT /) LDO%E] ZSRUTIEE,

BUFE. OV R \y 2 aT7—JILZ24ERT 26ITT,

dragen \

--build-hash-table true \
-—-ht-reference <FASTA> \
--output-directory <OUTPUT> \
-—enable-cnv true \

<OTHER HASHTABLE OPTIONS> \

XE&ES 1 200005495 v00 JPN 136
ARMOEAENIARICRESNT T, SICOFERRTEIX A,



lllumina DRAGEN Bio-IT Platform v3.9

TP oAAXNT7A)VDER,

BIROINY RSAVDBITIE. AJ15 A T U TDRAGEND Y Y T/ S A XY NNA TS A 2 72 FR1T
IBIEICDODVCRUET e NI/ T AR NATSAVTIE I\ATS5A 2 TERATEDBAMEIE
CRAMT 7 A IJVDIERN TP A AV T 7 AN 7Z2ERLET,

FEXYTBT SAAXY FBHINTVIEWVWIRTDY Y TIVDT SA AV b T 7 A )V7Z2EMT DHEDGD
F9. FYVTIVICE. —BOY YV TILERIFHRA SN TWVDMNENRSDDE T, --RGSMA T 3 2 7&fE
RAUT. #RlFZEELET. BAMBKLUCRAMASI T 7 AL TlE. T2 TIVEBIFOT 7 A IUH SEIES
NBIcH. --RGSM7 T2 3 VIFEH D T Ao

BIRDIONY BE. FASTQ7 7 AI7ZX v TUTT SA X NI BDBITT

dragen \

-r <HASHTABLE> \

-1 <FASTQ1> \

-2 <FASTQ2> \

--RGSM <SAMPLE> \

--RGID <RGID> \
--output-directory <OUTPUT> \
-—output-file-prefix <SAMPLE> \
-—-enable-map-align true

BIROIONYY K& BIFOBAMT 7 A&y TUTT A4 X2 b HHITT !

dragen \

-r <HASHTABLE> \

-—-bam-input <BAM> \
--output-directory <OUTPUT> \
-—output-file-prefix <SAMPLE> \
--enable-map-align true

BIROIONY BE. BIFOCRAMT 7 A )72y TUTT A XY I BBITT .

dragen \

-r <HASHTABLE> \

-—cram-input <CRAM> \
--output-directory <OUTPUT> \
--output-file-prefix <SAMPLE> \
-—-enable-map-align true
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PIARXRINDAN ==

DRAGENIFFASTQY > TN Y TUTTFZ A4 XY hULTHS. CNVI—=5—»/\TO5 4 F)NUT7 > b
J—S5—DXIENADI—S—ICHUTCZDOY VI ZERA N -V T TEXT, COTOLRZEA
UCBAMETZIFCRAMY 7 A )VDERZAF v TTEX IO CHUTKDENMNT 7 A )LD EM 72 (5]
BELET,

754X hEEEDRAGEN CNVIA TS A VICA M=V T FBHICIE. BEDDRAGENY Y J/77 5
AAYND—=0 70728 U CFASTQU Y JIL7ZFTUTH S, 5IEEEMU CCNVZERICLET . LUR
(F. ANV RSAVHBFASTQI 7AW ZEX Y TUTCT SA XY bUTHS. T 7 A )L7Z2EiEliRSICNV
WGS/\A TZ5A4 VTEXBDBITT

dragen \

-r <HASHTABLE> \

-1 <FASTQ1> \

-2 <FASTQ2> \

--RGSM <SAMPLE> \

--RGID <RGID> \
--output-directory <OUTPUT> \
-—output-file-prefix <SAMPLE> \
-—enable-map-align true \
--enable-cnv true \

—-—-cnv-enable-self-normalization true

CNVENTOYAT)NU P2 b O—5—ZRAICEITIDINECDONTIE. 1568 X—=TD  [EFRCNVS LK
OZAE=)VND 7Y RO—=)b] ZSRUTIEEL,

Eha A pVA Lo o

DRAGEN CNV/\A TS5 A 2V TCORYIDIERX T —IFE. =TV NADY AT —ITI. CDAT—Y
F. PSAXY M ZERCEICEZVIULERT . CNVRIBO—XENT T4+ —< v MEY—Tv bAD Y K
T7A)CTHD. CICEF, TROWIBTEASND 7 SA4 XY S SHESNIcEESY T FILDZENT
WET., EZVIEK, BRUA X BROZTDERE. Y=Y bADY MERA TV 3 VEROERT
B/ —NXTALE—Y3aVFECKDHEINET,

&Y /L= VRAT = ZIBTHRICIE. UT P L YRN\vyar—TJIUh oBENEEERINE
9. EZVIJTlF. UT7UL VAN a7—=JIbhoD—8KIVT 4 IdDHZEEBLEIT. --cnv-skip-
contig-list4 7> 3> C. QT HEMDIY T 4 JZIEECEFRI,

2T UV—LI—T 2V AT—5TlE. DRAGENIE--cnv-target-bed4d 7% 3 > CHaES N5 —4 v hBED
T7AI7ZERUT. BOERERELET,

Y—=0w hMADY RAT—ITIE, .target.counts.gz 7 A)LZER LI T, BICBAMETZFCRAMD
KODICTP7AIZEFRITDICIF. / —XTAE—Y3 VAT —ICEWVTC--cnv-inputA 73> TI7A
IWZIBE UK T, .target.counts.gzJ7A)UlF. DRAGEN CNV/\A T4 > DhET 7 A )L THD.
ZELTIEWTFEE A

.target.counts.gz 7 7 AJUF. LITFDINZEZSTYTRYDDERTFANT 7AILTT :
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o VT« J#HAIF
s FRUE
o ETUE

s Y= v bERHE

o COERCDTZA X MY

s COEBTAEICHEESNTVNDT T4 XY MY
“.target.counts.gzJ 7 A )LDEIZLLFIRUE T,

contig start stop name SampleName

improper pairs

1 565480 565959 target-wgs-1-565480 6

1 566837 567182 target-wgs-1-566837 0

1 713984 714455 target-wgs-1-713984 34 4

1 721116 721593 target-wgs-1-721116 47 1

1 724219 724547 target-wgs-1-724219 24 21
1 725166 725544 target-wgs-1-725166 43 12
1 726381 726817 target-wgs-1-726381 47 14
1 753243 753655 target-wgs-1-753243 31

1 754322 754594 target-wgs-1-754322 27

1 754594 755052 target-wgs-1-754594 41

SN

BV TIHDET /) LTHHHBE. --cnv- interval-widthZ 7> 3 2V CHRIVIESY —0 v MEREZEELE
9. YTIWDAINL Yy INGELEBDELE. BREHTEDBEENESLEDTT, INTOY Y TILA—HUL
ICERZIRA CWVWSMENRSD DD, CDF T 3V FEBY Y TILDIRIVTRITI HRICEZEICEDF
9. CILT/—NSAE—Y 3V Tld. HREOLBIFIEE UTELD RELEDGEENDDET,

WGSOAHAREEIZ1000 bpT. T TILAHINLwI> 30xTT,

YUIIEEDbD HRINSEEE" (bp)

WGSHIN\LwyY
5 10000
10 5000
> 30 1000

“WGS##fT Cenv-interval-width < 250 bpZffHT & SV A LDBINICEBART DHEENDDEFT,
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U7 UVADIRNCOD—RIAVT 4 JICHUT. BRINMBBSEMINE T, DRAGENTI(F. USCSZF
[FGRCHREINDDYU T 7 UV ADHFETIR— UL TWVWET, FIZF. chrl, chr2, chr3, ..., chrx,
chrY or 1, 2, 3, ..., X, YCG, AFvTIBDAVT 4 JDYURNZEIBET DICIF. --cnv-skip-
contig-listA 7> a7 FERULET, CDA T3 TlEk. IVT 1 TJ#BIFDOAVYNXEYIDOD X ~7ZE
BULEIT. VT4 JHEAIFE. FRHULTCWVWDU T 7L RN\w 2 aT7—TIUIC—HBUTWVWDHERSDHDE
9, PHIRETCIEF. = IV RUPRBERDHFNDNAF Y TENET. —RTIFEWVI VT 4 JIFIBEINFE
B A

BIZIE, REEM. X, BROYZRAFvTITHICE UTFDF T 3V ZFERALET .

--cnv-skip-contig-list "chrM, chrX, chry"
2IOV—A

BTV EI OV =LYV TIVTHBEE. --cnv-target-bed $TARGET BEDZ 723> CH—4"w b
BEDD 7 A JL7ZIEELE T,

5—4v NBEDT 7 A LOBIMIE. 5—5'y hF+TF v—Fv NCBEINTFSA XY M PR N8
#5%7RLCVET. BEDT 7 A LORIRIE. cnv-interval-widthMDIBICIEU T, & SITINES T A ORI
HEENFT,

BEDBED T 7 A VZFERATDICE. T7AIVIEANY T —DERELUTCOWEVWC EZEERLE T JDHE.
DRAGEN/VU 7> b O—5—D®IEEEHRIC., SEEDINKDEDINFITNTERINE T,

S=0YNNOUNF T3y
DA TV aVICRD, 5—5y bADY bOERZREILE S,

FTvav BH

--cnv-counts-method F—TYNEVTHO NG DT A AXVNDAT VI AV YRZEIRE LR
9. fBld. midpoint. start. &fcldoverlap T . IER T > FILD) ()L
JTO—F = ER T DEDYIEEREE(Foverlap TI B CNUET7 54 A
MY —TVREYDOWVTNHDEDEER T DHET. TDE VTP 54
AXUNDADVRENBDEVDIRKTI . IV T/ —NTAEB—37F—
RTIF FHIERTEDAD VAV YRIEstart T,

--cnv-min-mapq =T VNNDOVNERBICAD VNS D7 54 XAV MDR/I\MAPQZTE
FEUE T AHRTEF. IV T/ =S4 EB—3 > TIE3. ZNLHNT
([F20CT T IERBY Y TILDINRIVDATNEER T HRICIF. TT
DMAPQO7 TA XM ADVRENE T,

g:lg

--cnv-target-bed BT IAINDYIICHT DY —TvNERZ RS @Y T+ —<wh
SNIEBED D71 )L EELER T - WESERHT CERLE T,
--cnv-interval-width CNVAMETOY Y TUV TERODIRZIEE LR T CDA T3> Tl

MROED 4 VRO A AZHIEUK T AR TE (F. WCSEEHT Tl
1000. WESH#HT ClF500C 9 o
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F7Fvav Erlz
--cnv-skip-contig-list WGSEMDBERZER T DRICAFVI TV T I#EAIF DAY

SJEYIDDUARZEIBELFR T IBELCLIEWVWEE . AF v TENDY)
BRERED T 41 chrM, MT, m, chrmC 9 o

=0 YNND Y NRERE,

FIED T 7 L ATBED Y 7 A JLBMEE SN CLEVLWGSDIEE. BEE UERZERT 2HENGD D X
9o ERUCERTIE. /\v 22T —T)VEMKITIER Ulck-merf 2~y JZERLTU T 7 LAY
J DXy Talget e ER UE T, KEREIFEMIEAZTHO. BEDSDERIE T A XY hBK
ORZNDY SUETBA. KEREIE. T FOXT, TOX7. BROBMUEDEWVERCT ., BHER
BICTRRBEY I IVHFETDEG. BECFSAXY MDY MORREUES T, ANXY MIEREL
CINSDOREREICLDDCENTERT . ANV NI BIXYT—=Y 3 VAT —ITRIEENE T,

GC/\1 7 AfHLE

GCI\ATPXTlF. &/ LIChledGCaY TV EU—RAONL Y VBDBERZEAELET, /A7 RIE,
SATSU—FAR. FvIFv—Fv b J—TVAVRATLE. BROVYEVITELETDHHZEENHD
FIo ATV RICKD, CNVANY heI—)LF 2DHREICEDHENH O XTI, DRAGEN GC/ A 77X
METEY21—ILCTlE. INSDINA T ADEEZHHET .

GCI\A P AMEEY 2 —J)USRNEICY =5y bADY AT —I[CHEL), *.target.counts.gz 7 A )
THELE T, GC/I\A P AMIEICKD. T7AILDGC/I\A 7 AMIE/I\—Y 3 VZER LI IO, ZNUCIE
774 )UAIC* . target.counts.gc-corrected. gz iR FHIH DT T, GC/\A 7 AMHE/\—T 3 V(4.
WGST—57ZIET RO NRDMETHESINE T, WESTIE. TREF—5 Y MEEIDTFET 15
B, GC)I\A TP AMEADY hOERATEXT,

KEREF v TFv—F v hCTIE. IROBHKICHOTZDT200,000Z8BR DY —5"w hHHD KT, BED
77 A4)LIC200,000K DDEVNT =5y hHFET DD K35 —5"y MEEIDY / LADOKTEDWRE (X
LCO—A3AXENTVDEE (GC/I\A 7 AFHEDED SNTVDIHZEENHSD) « GC/\A 7 AFHIEZ
BT DMENHDET

MUNDF T 32T GCI\A TP AMEEY 2—)L7ZHILE T,

FIFvav 88

--cnv-enable-gcbias- =TSOV DERBEHC. GC/)\A 77 A IEZBWF/CFEMICLE

correction 9, YIHAERE Ftrue T

--cnv-enable-gcbias- BN —RIVBERD D DBHEDGCE (T DGC) A 77 AFHIEDFF

smoothing {bZBECIFEDCUE T YRR Eldtrue T,

--cnv-num-gc-bins GC)\A 7 ARHIEDE VHZEELE T FEVIX. GCOAVT VYDEIG
ZERUCVE TSI TN TLVDEIF. 10.20.25.50. F/2F100T I ]
HIEREF25C T,
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J=IXSAME—=ay
DRAGEN CNV/ A FSA >V Tl&. 20D/ —<S5AB—a > P I X LESR—NLTVET

s BT/ —RIAE—YaY BT FOU YTV SOBREBE_BHRLUNIVZHELT. /—N5A
AGON—ATA VINIVERELE T, MARBADIUPARRBZIE. UV TIVDMICEDWVWTALES
nNFEd,

o IEEYVTIVDINRIV  CNVAXRY bz =)L HN—RSA 2V UNIVZZRET DIcHIC, BIMD—E
UIEBD Y IV EERAT DU I 7 VY ANR=AD /XA B—r 37TV XL, CDHED—
HURESBUYTILER. T—RUVTILERUSATSU—BRBKIOY -V RD—0 70—
EBDTHDILEZERLET,

EARTHZIVIUXALGF. FRATEST—FETTIUT =3 V([TREFELTVWET . IFDHA RS A 2%
FEALC, /—XSAE—Y3aVDE—FZERLET,

BT/ —RSAE—vaY

. RF/LV—HUR

. B—YY TR

. EMO—BUIY Y JIVFRBICIEERTEE A
o B—QOIFUHUEN UciiigD—s 70—

e chrl, chr2, chr3, ..., chrX, chrY or 1, 2, 3, ..., X, Yop&RAEFERBLTWAI T 7
LY ADHDTR—hENET
EEY T IVDINRIL

. Y /LV—HUR

o RIVY—LY—T VYR

o BB CRILVESD. Y—5y MR
o BMO—BUIET Y IIUDMERTERY
o« FFENTTVIIL

LT/ —RSAE—v3ay

DRAGEN CNV/\A 754 VU TlE, BEY Y TILBKXOEEY Y TILDI\ X)L EREE UIFWEIL T / —X S
A -3 VE—RERHLUET., COT— REBMICTDICIE. --cnv-enable-self-normalizationtruelc
HEUET, BIL T/ —~NTATT—Y 3V E—RTII2DDRAT—IBETITDNENZORL T, BREZE
WTEFT, Ffe. =AUV TIVADHKEHEZFER LT, J—=ILT DD RX—=A 514 VERELET,
TILT /) —RSAT— 3V TIERIT—AY 2 T)VADHEHEZFER T DIcH. T—I DA+ (LD AIEEM
DNHdTEICKD. WESBKRUOY—45w b —T VA TIEZOE— RIF#HEEINE Ao
TILT / —RSA =3 VE—RIE 25/ LY—TVADBE—T Y T)VIIBTHESINS 7 JO—F T,
INATSAVNGEIXA Y T— 3 BROD-IAT—IFTHHEL. BIEOI—ILANY MEERUET,
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dragen \

-r <HASHTABLE> \

--bam-input <BAM> \
--output-directory <OUTPUT> \
-—output-file-prefix <SAMPLE> \
-—-enable-map-align false \
-—enable-cnv true \

—-—-cnv-enable-self-normalization true

FASTQU >V IV ©RTI 255, BIEODPHREE—MIEBILT /-S54 8-> 32T,

CILT /) —XSA -3 VFE— RTRIETDEGIE. I Z—0Fk-merfi@(cEDNT, ¥y—7'v hH
Y N AT —IBRIFERIND--cnv-interval-widthZ 73 3 VD REERRICIED £ T, BEEIDF
T3 VERZEEITHNEEHDEEA.

BT/ —RSAC—=aVE UT7UVVRT )/ LACEDVWTCEMEICERT Y —T v MNERZBESE
L. BEDOE MU T 7 U VRICOHFIGULTWVNET . FHEEE NUT 7 UV R TE. BT HBEDT 7 A
IVBKXOEET Y TILDIRIV7 TO—FHETT,

IERYVTILDINZRIV

EBYYTIVDIRIVE—RTIE1ZY FO—HURERY 2V TIVZERLUT. CNVANY Mz d—)L9 D
N—=RSAVINIVERELE T CNSO—HUCIEBY Y TIVE. T—AY Y TILTERLEDOEFU
SATSU—AREKLOY—T UV RAT—=0TO0-NSEIMENHDET, ZNICKD. ZILIUXLTY
VIIRENTIIIEWVWSY AT LUNIVINA P A7 FAELE T,

CDE— RTIE. DRAGEN CNV/\A TS A VIF2DDREDAT —I (R EINET, T T)IL. o—
A EBYYIINTE—TY bADY NRAT—IERTU, PSIAAY NEEZV I UFRT, RIS, ERFY
VIINDINRIVICH LT —AT >V TIVTCT/ —XTAB—Y 3 VB ROO—IMEHRAT—IZERTL. AN
VhERELET,

H—YNITINAT—

BTV T 7 U AEUTEREINGD. FelEU Y TIVOER IO —AY >V TV THHHTHhhb
5T, INCOYVTITY—TY OOV b 2RITULET, T—RAUVTILHBKUEET VY TILDI X)L
EUTERATNSGIXNTOY Y JIVIER—DERZR DUEN D DT, B—DRE CEMRT DHENDD

T YTV bNDYPRT—ITIE. GCINATRABEBRITULERT . GC/\A 7 AMIEIE. FIHHFRET
BHCENTVET,

BITROBAIE, WGSBS T HBDTT, TIYV—LMEBICDOWVWCIE, 140 X"—=TJD [£TTV—A]
ZZRUTLIEE L,
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BIRE. BAMT 7 A )Ll 9 2 IV RDOBITT,

dragen \

-r <HASHTABL> \

--bam-input <BAM> \
--output-directory <OUTPUT> \
--output-file-prefix <SAMPLE. \
-—enable-map-align false \

—-—enable-cnv true

BURE. CRAMT 7 A V7288 2N ROBITT

dragen \

-r <HASHTABLE> \

-—cram-input <CRAM> \
--output-directory <OUTPUT> \
--output-file-prefix <SAMPLE> \
-—enable-map-align false \

-—enable-cnv true

J =X TAT—3VBLOT—)URHEAT—

EBY Y TILDIXIVEERT DEDCNVIA TS5A 2V TORDAT Y I /—RSAE— 3V ERTL
CTO-ILTBHIETY ., CORTYIITFERBY Y TILDIRILDZBRAZENTCVWEITH. NIFUT 7L
VANR=ADHRE /) X SAC—Y 3V TEREINSY =Ty MDY T 7ALDUX BT,

DD - T7O—DEHEDE CTEMZRITCEE I CNVANY MME EHTDU T 7 UV ATV TIVT
JA=)VENET, BENEDIE. ERET Y TILOIRIVE B0 —AY > TILDD—o7 TJ0—LEF—
DA TSU—AREKLVOY—T YV RAT—=0TO—([RDTETT, HREEOI—ILTIE. EBY VT
DRIV, ESRUMT Y TILOmHZEE S B CEHDHIMNENH D F T, DRAGENIE. /KRILOET
TILOFRASNDHEICEDNT, MReAOI—)LZESICNELET,

FED/\A 7 AFIETIE, J\RILE U TRISOT Y TV 2R UE T, DRAGENIFE—T T/ (R)LTE
TCEFXIN, BV T)V)IIRIVEE, RV TIVTIE-HDEEL TV RET >V TILTABRIIC
=)L 25EahdDbET,

EBYYTILDIIRIL (PON) ZERT BICIF. T7AIVDETIC, =0y bADY RAT—ID SR
&NJz.target.counts.gz I 7 A ) ZIEURIT ) \ADZEN WD TU—UTF AN T 7 A )V EERL UK
Fo JKANREDIEET « LT NUICIBRN THDHEE. BH/ (A R—hENEd, #TU—-o70—
ZERATH N, FBHEOI—T-EHETIHEF. BN/ (AZHELET,

MHE =0y bAODY bRT—=INSDCGCEET 7AILDY Tty MMefEAT S, PONT 7 A )LDF]
T9,
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/data/output triol/samplel.target.counts.gc-corrected.gz
/data/output triol/sample2.target.counts.gc-corrected.gz
/data/output trio2/sampled.target.counts.gc-corrected.gz
/data/output trio2/sample5.target.counts.gc-corrected.gz
/data/output trio3/sample7.target.counts.gc-corrected.gz

/data/output trio3/sample8.target.counts.gc-corrected.gz

Frcld. --cnv-normals-file4 7> 3> C. IEBY Y T)VDIRIVTEREIND T 7 A IVZIEETCEER T
DA T2 3VTIEFE—DT7AI)LRZFEALTHD, EHEIBEECTEXT,

PONT 7 A )LZZ{ER UTct. --cnv-inputd 72 3 > T —RAY 2V T)LZIBE U. --cnv-normals-list4 ~
VAV TPONT PAINZEEBEIT D EICKID, O—5—ZFTTEFXT. BIDAT—ITGC/\A 7 AHEIE
OV RZEFERLTVSEE. GC/I\A 7 ARMEZBERITIOMNEIFHDTEA. GC/\A 77 AFHIEZHEL

S =]

[CTBICIE. --cnv-enable-gebias-correction’xfalselCERE LR T

BIZIEX. IFOONY RClE. ERBT Y TILDINRIVICH U T =RV T)V7E / —< 54 AL TVET,
dragen \
-r <HASHTABLE> \
--output-directory <OUTPUT> \
-—output-file-prefix <SAMPLE> \
-—enable-map-align false \
-—enable-cnv true \
--cnv-input <CASE COUNTS> \
-—-cnv-normals-list <NORMALS> \

--cnv-enable-gcbias-correction false
/=R IAE—avxTay

INSOATar Tl EBYYTIVOIXIVOTL VT 43 ZVIBROT =AY TILD /=X
AT 3V EFEULET,

FT3av SHAR
--cnv-enable-self- CILT /=R SA =3V E—RZBW/EDCUEFI N EBT VT
normalization D) R IVEIEHDFE Ao

--cnv-extreme-percentile BT I7E T4 )LFU T TERN G DD MimRIEHRE \—t> 51 )UiE
ZIRELFR T JIHHREIF2.5TT,

--cnv-input EBYVTILDIRIVZERT RIS BT FOT -T2 TILDT—
TYNNDOUNT7A ) VEIEELE T,
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FIvav HER

--cnv-normals-file EBYYTILDIRIVTCHERSNDtarget . counts . gz 71 JLZIEE
UEKT . DA TavE. T7AILCEICER B 1 BfERTELT,

--cnv-normals-list EBUVTILDIRIVEVTERINDU TPV AT =T AD /N

T7AIVDYURANDI N RAZZOTHFAN I 7A )V EIBELURT R TT—
70— FERT DD FelF DI - —EHBTDHEAIE. X/ (X
EHRUF T ) ADREDIEET « LINJITHENIN THDIBE . 8XT)
AT IR—hENET,

--cnv-max-percent-zero- =T YNCHI TN TV EONNLYIY VTV ZEIEELEFR T . T —

samples TYNHMEEUCBMEZBA CWLWDIEE. Y —T YNF T4 )LE U T TR
HNENE T PHREEIFESN T o A TVaVF EHSNDIERT T
IVIC VY T4 T TY . ZNU U CRIBEEREICGARUE T ERT
TILD)RILD Y A ZHINE L BBHRESNTOLEWES. A T3>
[CKDBNTIFED oY= vz T LU I UTRN TEF T,

--cnv-max-percent-zero- 7V TEHRIESNTWS TON/N\LYI ST —T v ZI B ELER T U

targets TIVHEEUCBMEZBA CWLWo1Ea. UV TG T« LU T TR
SNF T VHIREEIF2.5% CT A T3V F—vNERDEETE
([CEYYTA4TTT TN U CRIBZREICHAELE T . Fv T Fv—
FubOTO—THHNNEL BENRESNCTVEWVSEE. A T3V(C
KOBEW TN OIS~ YNE T4 )LF I T U TR CTEF T,

--cnv-target-factor- BRTEDY—TvNZET4I)LIU T UTERN G DIcODIERE T T

threshold DI KIVTED N/ \—t 5 A )L ZIBELF T IR EF. 25/
LIBTIF1% T =T who—T 2V IR TIF5% T,

--cnv-truncate-threshold RIGENBEZY)DIE TDICHDIN—T T —IBHBEZIEE UE I . 1
REIF0.1% T,

I FT—3y

=2V TIH ) —SA AN, Y TIEEIA Y F—a V2T —ImEBLET. DRAGEN
F. U7 IO ZXLAESD. 88Ot IXT—a3 PO X LERELTVET !

« ERNAFU—EIXVF— 37 (CBS)

o LNILYTREFIL (SLM)

SLM7 LU ZAITIE. SLM. REBEASLM (HSLM) . EISEIAEASLM (ASLM) EWVS3DD/N 7Y
NSO ET, HSLMIFI YV — ABRICERSN. SRR TIFENT—4 Y h v IF v—F v NS
UET., ASLMICIF. OE—HOEEEIFEKERD. A\ Y IREDOEMSERIEOEBINDT > 7B D#
ERSENTVED, HEIE. BEEY 1Y ROEIdb7 UILDEEICESVESERITEY hOtET X FROD
hIESEICE DV TVET, ASLMPZILTIUZAIE. /A ZDZVEEFROY Y TILHERDBA L
ITAT— 308 UET,
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ARMOEAENIARICRESNT T, SICOFERRTEIX A,



lllumina DRAGEN Bio-IT Platform v3.9

PIHAERTE ClF. SLMIFATEMBRSIEY / LMUVBOE I AV T—2 3 V7 )V TJUXLT,. ASLMIF(FiRaE
T/ LNAEBO7 VIV XLTHD. HSLMIGZEIZ OV —LNEBO7 )L I XLTT,

H—w N— VAT —2TJO—TIE, --cnv-segmentation-bed CHETTCEXIT, A 73T
F. OE—HZHET O LEIX Y MeERIERULC. D—070-DEIAY T3 VAT v ITZAFY
TUERT, 149 RX—ID [F—T v b IAVT—23> (BTAVBBED) | ZSRULTLIEEL,

FT3v

--cnv-segmentation-mode

--cnv-merge-distance

--cnv-merge-threshold

Slnllé

]

FKITTLIA T3V 7 )V AVALTEBELT T LU NDENMERT
THI:

e bed

e cbs

o slm ! AEIBHHRRIIWGSHEEMTDIIEAER E

e aslm : (AHHRBWGSEATDYIERERE

e hslm : ="y NWESEHTORIHAERE -

O CETD2DDEIXVNEDEREN DR ZIEELE T . WGSTD
B EBIFOTI N, CNF I AV N EERIZICT OMNENDDHE
WWDOEBKCI . WESEMT CIE. ¥—T whERDDIThelCLD . ZDIKS
X—5 —[IVJERERE CEMCENTVET,

2DDBHEEI XN EREE T DNENDDRA I A SDFEZEE

BEELE T BIAVMNIIER REIE—EIGELLTRSNTVR
9 IR EFWGESTIF0.2C . WESTIF0.4TY . FEEZHNICT DI
(FAEZOICERELE T o

R A FU—IXT—23Y

A4 FTU—EI AT —2 3 VIFDRAGENICERSEEESNTH D, 7 LA CGHT —F @i DEEME
INAFTU—=EIAYT =23 ZEICLT. NGST—YDREZNET DK D ICHRENTVET,

MDA TY3VICED. AEI\AFU—EIAYT—= a3 VZFIEULET,

FTvay
--c-alpha

XZE&S 1 200005495 v00 JPN

518

RE CEBRERI ANGERILAIVERELET . IHREIF0.01
T9.,

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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FTvav SRR

--cnv-cbs-eta WANFAXVYNZERTHEROFHEIE T OEFHEUCREFDOY A TJIT
S—FZIRELE T, PR EEF0.05CY,

--cnv-cbs-kmax WRZZDINSHE LI AV NDRABZEIRELF T IHREIF25TI .

--cnv-cbs-min-width EERDTIA DY —N—DRNGZEELE T YIHIEREF2TT,

--cnv-cbs-nmin RABENELDT —5 DER/INRZIEELE T YIHEREIF200CT T,

--cnv-cbs-nperm PESTE CERATNOINB A HZIEELE T YIEIEREIF10000CT T,

--cnv-cbs-trim PHMEETCNIZ VI ESNDT—FDEEGZIRBELR T MHRER
0.025C49,

Venkatraman ES, Olshen AB. A faster circular binary segmentation algorithm for the analysis of
array CGH data. Bioinformatics. 2007;23(6):657-663. doi:10.1093/bioinformatics/btl646

LNV ONETIVEI A T—23Y

LNILY T RETIL (SLM) €I XV T—23VE—RIE. SLMSuite : '/ L7077 A )LDEIT A b
EDIzDDT7 ILIUXLDAA — FDREED SFOSNE T,

FTvav SHBA

--cnv-sim-eta FHETOCANMEZZEE T H2N—A 51 VIRE. YRR EBIF1055
MDATT,

--cnv-sim-fw BHENSCNVDR/INT —FRA > N FIHRRREIFOT I A CHUF1D
DFEt IO—JZRFDOTIAVMER ERH TEDEZRKRLE T,

--cnv-sim-omega ERNERUEYZN D EEDOENEEZRET O —UVITINS
A—4—, ¥JHAEEE(F0.3C T,

--cnv-sim-stepeta BEE/ —N oA B3\ OX—5— FIEIEREIF10000C T« CDA T

23aVIE HSLMODGH THEIN T,

TIAYT=2 3 AV Y RICERIEL, BY bOXTDLIE, RET—IMEATELELREVF vy
TICHfeoT. PIHEI XY bR EIENE T,

2 Orlandini V, Provenzano A, Giglio S, Magi A. SLMSuite: a suite of algorithms for segmenting
genomic profiles. BMC Bioinformatics. 2017;18(1). doi:10.1186/s12859-017-1734-5
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H—YN I AT =23 (2 X/NBED)

=Ty MRILDF7 TUT—2 3 TlE. --cnv-segmentation-bedZIEE I D EICKD. BRTE
TEINBDTEIA YT 3VBROOD-INZEFRTEXT, AR BEUCERE. §—5v b7 vtA
[C—HUCBGTFERICHINTDBEADRDDET, COTIAYT—UaVE—REFERET Y TILDICRIL
TODHYR—FEINTHD. --cnv-target-bedZJMITDHNENDDF T, IERT > TILDIRILDER,
AT W IBE[C--cnv-segmentation-bedBIEE T DT EICKD. BTEFOINTORERBERZ—HIEFH
T, EBTVTILDICKIVDOERDFEMICDOWVTIE. 143 X—=ID [IEETTILD) (%)L ZSRULT
<frEEL

BEDT 7 A IVDHRIND T+ —< v MMIF. 4DDHE1DDANY I —DEBENTVET, 4DDF(F.
contig, start, stop, HKXUnameTd, namedl|[FETFDREIZERLTCHD. BEDTZ7AJLAT
——JICTBRENDDFTT . nameldHAIVCFCTERAIT, INFO/SEGIDT 4 —)U NTEI XY h#RIF&
ULC7/T—23>7aNEd, UTE #EESND T+—<X Y bDT7AILDBITT -

contig start stop name

chrl 40356094 40372764 MYCL1
chrl 115245083 115261621 NRAS
chrl 204485504 204526342 MDM4
chr2 16075981 16090656 MYCN
chr2 29416087 30143527 ALK

chr3 12626010 12704516 RAF1
chr3 138374228 138478187 PIK3CB
chr3 178866307 178952154 PIK3CA
chr3 195776751 195806640 TEFRC

3FIBED T 7 A V72 {ERT 155 (F. Nv I —BXKUnaneT 4 —)L MEZZHFE B Ao 3FIBEDT 7 A JUIC
(&, contig, start., BLU'stopEDHZZDHILEN DD ETT ., CDHE. I AV MEFIFISER
JA4—=ILRDOBEFEREINE T,

AV« ARAT7IUVT

IFUT A AT (F. NT =T AUEED T (BHEOIE—HCEICTID) LAY MROBHT T 7ZH
BDECERTIEERNET IVEERALUCGGHIESNE T, /A XDHEHELEF T, HAVCFICIF, O—
IVENTBie (ZEFREADOBECN > 2) « KK (TEARUDEZECN < 2)  FelddeE—=—a1—hK>
U (TREAEMOBECN = 2) A NCEHREZAEYT SPhredEDX b I ADZENTNET,

A7V IT7IIVIUXLTIE. DeNovo CNVIRH) A TS5 A U NDAFI CTHHBEIFIE—KI A UT «
A7 BEEULET,

XE&ES 1 200005495 v00 JPN 149
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BRANBED s ILYU D

CNVI—Z—(CBRHNBEDZANULT. BT OBEET A ILIUVITUTHRNTEEFT, 4TS U—
B U=V FREFEIYVEVIEENRRAT. 7'/ LATEENDDELTHSNTUVDIFEDRBEEH
FEITDHEE. BRABEDDADIGTENTY . NRDEBITICHRICIIDLDIC. —BMILCNVEZIBEE T dKE
WRBEIBZBENT D EDTEFI, cnv-exclude-bedZER LT, RABEDT 7 A ILEER CEF I,
DRAGENTI(&. FRANBEDZIEH L CWLE B AL, BN T DEREZ. Z2EDIJIBED 4 —~N Y hC T4+ —<Y v
NI DMNEBENDDET,

FRABEDDERZ. TtDY—7'w hAHDY MERELEUET, EfEH cnv-exclude-min-overlapdk D
RKEVES, BIHD ST —0y bADY MEBRHDBRNESNE T, *.target.counts.gz 7 A JUICIFKIARE
UCEBHIZFENTWVDIEH. TDU—RADY MNEREBETEFRI, / —NITAEB—Y3VRAT—ITIFHE
fEZEBREUE T, *.tn.tsv.gz T 7A)LTIEF. BRELUCERZRNALETD,

BR9 UTeBIBE Cld. CNVIO—)UDEREICIAD 2 TOWEWT EZRIEL TWVWE B A BEOAIEICAIEBET 1
PDIET—=IDEFHETDEHE. X T—IaVRT—IEDBEICKD. A LEERIChE I—IL%E
AT DEHEANDDFT, £fEL. O=ILTIE. BRAULERISDU—RADTY S ZEERBLUFEA. R
UfcEkRDEREA%Z . *.excluded intervals.bed.gz J 7 A JUICRIRCEF T,

HAT7A1I

DRAGENTRA bV T D T 7Tl ZHOFE T 7 A I 7ZERLE T, *.seg.called.merged(d, 1EESD
KORKANY MESTREOI—ILT 7AILTT,

TIXYNT7A)VICHIZAT. DRAGENTIFZEDVCF I #—<X v hDOOI—)LZRHUET, YIHRET
(&, VCFZ77AI)LICE. JE—#IBMBLOBDA XY FOHDZENTVNET, IE——a—hrI)LET
X KNTCl&. *.seg.called.merged 77 A )LZERLF T, HAVCFICOE—=a2—rZ)U (REF) O—
IW7ZZ8DICIE. --cnv-enable-ref-callsZtruel CERE LUE T

*.seg.called.mergedJ 7 A )L, BKROT/\w T EBENICRICIIDEIT 7 A ILDFERAEDFERIC DL
Tl 134 X—ID [VoF)b70O—@r] #BBULTLIEEL.

CNV VCFI77A1 )b

CNV VCFI 7 A )UIE. BEDVCFT # —Y v MDD TVET s CNVANY hORTRTENBEL DI
TEDHBICEKD. INTDT 4 —JURDEATEDERRD T BA. —fRIC. ANV MIBULTEZHDIE
BOMERTCEDHE. BHIFT /T —32ENE T, DRAGEN CNV VCFDO—EBD T r —)U K&, CNVIC
BBETCTY,

BUIHIE CNVICRBEDANY F—1TDHITT

##fileformat=VCFv4.2
##CoverageUniformity=0.402517
##contig=<ID=1, length=249250621>
##contig=<ID=2, length=243199373>
##contig=<ID=3, length=198022430>
##contig=<ID=4, length=191154276>
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##contig=<ID=5, length=180915260>

##reference=file:///reference genomes/Hsapiens/hs37d5/DRAGEN
##ALT=<ID=CNV, Description="Copy number variant region">

##ALT=<ID=DEL, Description="Deletion relative to the reference">
##ALT=<ID=DUP, Description="Region of elevated copy number relative to the
reference"> ##INFO=<ID=REFLEN,Number=1, Type=Integer,Description="Number
of REF positions included in this record">
##INFO=<ID=SVLEN, Number=., Type=Integer,Description="Difference in length
between REF and ALT alleles">
##INFO=<ID=SVTYPE, Number=1, Type=String,Description="Type of structural
variant">

##INFO=<ID=END, Number=1, Type=Integer, Description="End position of the
variant described in this record">

##INFO=<ID=CIPOS,Number=2, Type=Integer,Description="Confidence interval
around POS">
##INFO=<ID=CIEND, Number=2, Type=Integer,Description="Confidence interval
around END">

##FILTER=<ID=cnvQual, Description="CNV with quality below 10">
##FILTER=<ID=cnvCopyRatio,Description="CNV with copy ratio within +/- 0.2
of 1.0"> ##FORMAT=<ID=GT,Number=1, Type=String,Description="Genotype">
##FORMAT=<ID=SM, Number=1, Type=Float,Description="Linear copy ratio of the
segment mean">
##FORMAT=<ID=CN, Number=1, Type=Integer,Description="Estimated copy
number">

##FORMAT=<ID=BC, Number=1, Type=Integer,Description="Number of bins in the
region">

##FORMAT=<ID=PE, Number=2, Type=Integer, Description="Number of improperly

paired end reads at start and stop breakpoints">

POSHIIE. /XU FOBRBNMNE T, VCFEHRICIED T, ALTZ UILDOWVWTNHM<DEL>D K DKL S )
UILDGE. I\T 4 VIBENNETHD. POSIFLE I DIBREDEZZRUTCWVWET, VCFDIANT
DEEFE(E1-based T,

IDAIE. AN heRIDITERSNET T IDT 4 —)URE ANY NIATEANY SOERZ 1— ME
LET,

REFFI[C[F, TRXTDCNVANY FONDZENTVE T,

ALTHTIE, CNVAXRY hDYA TZEIBEULE T, VCFICESENTUVDDIECNVA R DI THBDIESD.
DELZFHfcIEDUPT Y MU —HMERTINE T,

QUALAIICIE, N=RT A )LFUYTTHERATNSD. CNVAXNY MOWETZF VT 4 AIT7HZENTVET,

CNVANY ST XRTDT 4 )L —ICEEUICHEE. FILTERS[CIEPASSHZENTHD. &1L TLIEWN
26, SUCIERERD T « LY —DEFHZENTVET,
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INFOBI(CIF, ARV hZERTBERHIZFNCVNE T, REFLENTY MU —[F, A XY MDRIZRULTVE
Jo SVIYPELY hU—(EHICCNVTT, ENDIY hU—[F, /XY PO THUBZRLTCNET, BIX
Y IBEDT 7 AN ZERT D5E. I XY MERIFHAND SSEGIDT « —)U RICSIEMHANE T,

FORMAT 7« —)U Bl&. NS —[CEEdRENTVE T,

. Gr:EEE

. SM:EIXY NTSEDRE IC—2IE

. ON:EEIE—H

. BC:SEEIDE

.« PEBIABEURT IL—U A Y NCRESENRT TV RU— ROM

HIEMRE RS IE—8—)UCld. F/\TOYA TOIE—HTIFEL2HOIE—HZRET DfcdH. CN
2L EDBRISGETR Y A T T 4« —I)U NCE. ZBEEROREELNZENTVNE T, UNE. SESFE
VCFLY hU—DGT T « —JU bDBITT,

—faan' ALT FORMAT:CN FORMAT:GT
—f&iEn

&tk . 2 /.

—fEE <DUP> >2 val

—fEK <DEL> 1 0/1

— &K <DEL> O 11

— &tk : 1 0

— &k <DUP> > 1

— &K <DEL> O 1

HI\LwIg—E

DRAGEN CNV/\A 754 > TCld. B TIT—5DIOFUT « DEEZIRELTVNET, WGSTEILT /—
NoOALB—3a XV y REFERTDHEE. VCFNY S —(C[FBfIDCoverageUniformity X NJ T XH
FHEUTWVWET, X MUTRIF, EFEMIRRINT Y TV TCOHMBATEFRT, CNVI\AL T4 TlE. /—
oA =3 vEDY—5y bADY M. BRICE Se<ERRICHOTLTVS (ID) EMRELTWLE
I mP/I\AMTFYUT A OWGSH 2 TILDAINL Y Ik, CNVI—S—HRBHELI—)LZERT DDt
PDEY—TIH., —ZBOT YV TIVIFIDIREICER ULTWVWET, A4 TS U—RARKEFU TV I=R—
Va3 VEOMBEICELD. W DO DBIHHEHNUERSY =5 MDY RDSROBERETDHEENDD.
NICKDBBECNV I—)UDKEBICERIND T ENDDET, CoverageUniformity X MU Z(F, T
V7)boO—RIVANL Y JEEOREZEELC. 74 T4 MEVWS > TILDOEEZXELERT,

CDARNYITZADEHRIREVNEWVND CEEF. YV TILDOAINL Y IDEF—4MEVWEWVWDERTHD. N
FOVTIVNCS VI LTIV A ZXBZENTVDCEZRULTED., 4 UT 4 DMEVEHEEIND G
andbFET, CoverageUniformity X kU T X[, cnv-interval-widths8EX Y~ TV I\ w I DK D
BOYTINIFUT 4 TIEEL, BRICKDTREDFET, DRAGENTI(F, CORXI7ZFEALT, LU
TEFANLD Yy IBROBICINY RSA VAT 3 oDUY Y TIVDIAUT 4 ZHE T & &7
LCWVWKRT. CDfcH. DRAGEN CNVTIEA MU T ADHZRHELTHED ., TNICEDVICHEBEFHEUSR
Bh.
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CNVARNUGRAT7A b

DRAGEN CNVI&. CSVI#—<X v hCTAXMJIRAZHAIULET, HAE. DRAGENTLIR— hENSQC
X NI ZD—MgRERAICHE D TVE T, CNVX MU T XL, T 7 A JUHsRFHY* . cnv_metrics.csv T
HDT7AINDHENTYT ., LIFOURX KT, CNVSUHSDHATHD A NI IR ZERULET,

MIT /T A ) —ANITX

o YUTILOHEUCHERET, FEEX MJITX(F. 0.0~1.008EHEHTIT . T TILOMDIEESNT
Wa5HBE. COXMIJIRIF0.0CT,

o« EBYVIINDIRIVEERTDHEE. INTCONRIVTYTILBHUR—bhENET,

CNVENYU—XRJZT X

o« FARULCVLWBDUT7ZLUYRY / LDEE,

o T/LICOREDFEHT A XY SAHINLY Y,

o WMEBENDT ZA A MECIFE.

o TJalbFUVITEINIEREM (B8 .

o TJAI)LFUVITENIERE (BEICKD) o

o JAFUVITENIEEFEE (MAPQICEKD)
o TJAI)FUVITENEREN (WY TENTLEWNTLEITED)
o Y= bEREL

s EREYVIILE,

o TIXVBMHL

o IRBRE

o REKH

*  PASSEEEE,

*  PASSKRKH

RE(LBKLUBigWigZ 71l

BHOED Y hCTEZRITIDRICIE. KA TSA VAT —IDSOFEENT 7 A )VEERTER
9o INSDT7A )T LT. WERBICA TV 3 VI[RITHIENTEET,

IRNTCDIT7AIDEEIE. 7T 3Dy FT—TH&HEHBEDT 7 A JUICKEEIL TLE T,
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F7vav H8H

* target.counts.gz Y—TYNERCEDU—RADVMINZENTVERT . CNUE. BAME
IZIFCRAM T 7 A )LD T S4 XAV S U ALIBRTID > F )L T,
TH—NRYNE T —ATVTIVEIEB TV TILDOWTNH D) )LD
73 CE—TC4d,.target.counts.diploid 77 /LDbigWigKIFHF
ELTHO. TNFNERTHY VN TR ELE&EploidyLAIL21c/—<S
ARXEINTVET,

“tn.tsv.gz Y—TVNERCEDT —AY >V TIVDEIVIT IS =R SAXITF
Vo CDT7AVICIF L/ —X A AUIcOE—EIG I FILHEEN
TWET,0.00508VNY T T IURZEIFCNVA NSO B g Z LT

W&Ed,

*.seg.called.merged TCIA YT =23V 7 VAV XLDSER SN BT AVIRZENTL)
EI

*.cnv.vef.gz ANNERTHIICNV VCF 771 )b

BIIDREFLIgWIgBE KU 7 7 A IL7Z4EM T DICIE. --enable-cnv-tracks4 7 3 >/ % truelCERE L X T
INBDOT7A)VIE. RefSeqELFDLDE. TDMD S v I EEBICIGVICO—RTEXT, INHD
SV OERICERTED Sy IZEBIFERTDHIEICKID. I—IJLDBBRAERICEDETRT, bTw
JMDRAGEN CNVTERMENTWDEHES. DRAGENIFIGVEZY Y 3 XMLT 7 A )L7ZBEER ULE T,
*.cnv.igv_ session.xmlld, EEFDICHICIGVICERO— N TEXT,

BIRDIGV b S v I, HAIGVEY Y 3>V T 7 AU CEENICATIENET !

FTvav SRR

.target.counts.bw Y—TwNHD VMV DBIgWIgKRIR. IGVDN DY I 1—Z %I 57X
FolFRA VUNCERE T D EZHERLE T,

* improper_pairs.bw RNEHIERT DDV RDBigWIigRIR. IGVDN DY o 1 —ZET 5%
EIDEZHERUET,

* tn.bw GUITIN =54 X9 F LDBigWigE R, IGVDRS v 1— 7
A VNIRRT T D EZHRLE T,

*.seg.bw TIAXVEDBIigWIgRKRIR. IGVDN Sy IE 21— MA VNIRET &
HERUE T,

*.cnv.gff3 CNVANUADGFF3FRIE, DELANVNEFBFBEL T DUPA XUMETR

BEUVTCERRENE T TAILTUTENcANYNEBIREB T AN
UNEBEIRT HEDAVRODILE LA 77/ T =3V DFNRRE
NE9,

XE&ES 1 200005495 v00 JPN 154
ARMOEAENIARICRESNT T, SICOFERRTEIX A,



lllumina DRAGEN Bio-IT Platform v3.9

8 IGVODH

! Ay ? e * Y E - [ 143 ml : l'|¢l‘1|~=l"l *'IFL'IF anr * &l \E' KLY
A b
W
g st '.'_-‘f.-w"-q'.'-."‘.-ﬁh:..-ru.-p-cr.'urc\-n' i u Iagfe T e, i, e
Lt N s :

#

I . bl -|'+.~.vu-__*|h
MM-*W - l— rL\hW\MH-WH-—H : Jﬂf‘- el

Wit 1 ey
TR T I e TS [ 1 [T i = [ T e T T e A |
J ~

IGVtEzwv/azXML

IGVEY Y 3 XMLT 7 A)UICIE. DRAGENTER SN b Y I T 7 A JUDSERIICATTENTVE T,

tyyavIrPAIVE ONVY RSAVTHEELC--ref-dirDRAFIZLEER I D EICKD. IGVA VR
h—ILDIREU T 7 UV AT/ LACRBHILK—HITDU T 7V VAT / L7ZO—KUE T, REDUCSCE
NUT7LUVRT )/ LAFEERESNET IO, BEOUT 7 U VRT/ LD SOZEEFEEMRE S NUEWE
BB DERT, ¥/ LAREZRET SI(CF. IGVICO— RIDFICHENMTNRET DI T 7 U VRT /) LD
Session&ERDgenomeBHZZE LT, IGVCTHEASNDY T 7 UV AFRIFIE. U/ LORBEORRIE

FELDBENHOET. LUNE RETDEYI IV TF7AILDAITY,

<?xml version="1.0" encoding="utf-8"?>

<Session genome="b37" hasGeneTrack="false" hasSequenceTrack="true"

version="8">

<Resources>

<Resource path="example.cnv.gff3"/>

<Resource path="example.cnv.excluded intervals.bed.gz"/>
<Resource path="example.target.counts.bw"/>

<Resource path="example.improper.pairs.bw"/>

<Resource path="example.tn.bw"/>

<Resource path="example.seg.bw"/>

</Resources>

<Panel height="500" width="1200" name="DataPanel">

</Panel>

</Session>

XE&ES 1 200005495 v00 JPN
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R 771 JLDBRYY

WEENET B72HIC. DRAGEN CNV/A TS5+ VTlE. 1DLEDS—4 v MERHPHEL EH1D
DIFAUT 4 BHECRAKRTHSILBA. v/ LABBERALET. BALZBEIE. *. excluded_
intervals.bed.gzJ 7 UICLK— NENET, T7AJUIE. CNVEATCI—)LARETIRAELS S LD
FEEEAEL. MRIMEBON CRATNBREDRLET. UTE. BACTERDDZEBATT.

AR VRSAY
FIvav
DZ—UTIFFEVOKmer 875U, CODEBAIFE.
BEF BROD50%EID  TILT/ 54—
AKELHEDFT, 2avE—RCDH+E
FENET,

FRSVER

Slnll:l

BA

NON_KMER_UNIQUE

EXCLUDE_BED

BRI BIERDARELER

-—-cnv-exclude-

HNBEDEEEULCLVE T, min-overlap
PON_MAX_PERCENT_ZERO_SAMPLES ALy IHB0ODPONY  --cnv-max-
VIIEHBIELOKRE percent-zero-
<F2TWVET, samples
NXE&ES 1 200005495 v0O JPN 156
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- aARIRSAY
BV St AFvav
PON_TARGET _FACTOR_THRESHOLD EiiElpl=a =y --cnv-target-
I, 2AEORRES factor-threshold
I\ DEMERDIEL
TFOCTWVET,
PON_MISSING_INTERVAL PONTHY—7whERH %275 U,
BOhOFRB A

HABKOTAIWEVYTATYay
HNBEOT IV IATY3VICRD, CNVIAT 7 A VEFLE T,

FIvav

--cnv-exclude-bed

--cnv-exclude-min-overiap

--cnv-enable-plots

--chv-enable-ref-calls

--cnv-enable-tracks

XZE&S 1 200005495 v00 JPN

519

CNVEET D SRRN T DB ZE R I BED V7 A ILEIBELE T . Y —T vk
k= HY. cnv-exclude-min-overlapZi8 A HFRHNBED 771 L SIEE S
NcEGEEERLTCWVSER . Y —T Y NERIFIH SNE T,

=T vhNERERANAUCRIEBOEEREDEIEZ T ILYUV T T D]
DR 7ZHEELE T (0.5)0

CNV/\A TZA > D—EBELTTOVNNEERUFE T, YIHIER T (Ffalse T
9, SF%ERRE (1000 bp>KiE) CWGS CNV#FZEITI 5. 7
OvbDEMNTE T I 2DICERVFEZET HIZEHDDE T, lluminaT
(. FIEAERE () Z (B T o HERL CLE T,

HAVCF I 7 )LD IE——2—brF)V(REF) —)LZRELE T H—
WGS CNVEEHT C ORI EStrue T o

KNRTBDEHITIGVICA VIR—bTEDSTVIT7PA IV ZERLE T,
CDA TavhBWEEE BF/NNUP VR T—=)LD* gt £ I7A )b BK
O VITIN =R TAXITFILD* . ow I 7A )VDEREINE T ¥
AR E(Ftrue T,

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,
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FTv3v

--cnv-filter-bin-support-ratio

--cnv-filter-copy-ratio

--cnv-filter-length

--cnv-filter-qual

--cnv-min-qual

--cnv-max-qual

--cnv-ploidy

--cnv-qual-length-scale

--cnv-qual-noise-scale

A

EEDANVIRICHUT. EVZETR—NT DEENEELIZEIGRD
BINEWVBE RHANUNZET A )LFU T UTHRALE T VIR ED
EIE130.2TT (20% T R—K) . BlEL T ANYIHI—)LENTRED
100000 bpTdadH A—ILEYR—hT 25 =5 vNERE VA DO IThH
B5115000 bp(15000/100000 = 0.15) DEHEDIFE. BRI T« /LY
U2 I THRASNE T,

UR—hENBDA XYM AVCF I 74 JUCPASSEN —F 2T ENT
W3 #1.0ZRDET D/ IE—EIGRIEZIEELE I . YIRREEIE
0.2CTI N\ CHNUFCR = 0.8KD/INEVHKTEIECR = 1.2&DARENT—
WESIERILET,

UR—hENBA XYM AVCF I 74 JUCPASSEN —F 2T ENT
W BEDRNANYMRZIBELE I #HREIF10000CT I,
UR—bENSHA NV IVCF 774 JUCTPASSENY —F 27 ENT
W& QUALIEZIEELE T BB 7 VT —230 7 =5 (0T IS
A= —(B%ZBEITDNENHDET,
LIR—hENS&/N\QUALZISELE T - MR EIF3 T,
LUIR—hENSEARQUALZISELE T MR EF200CT T o

LEEE DploidyfBZ1EELE T CDZ T3 F HAVCFIT7 A JUICHIEH
NS IE—HUEDHEICDIMERSNE T HIRIREIF2TI,

I\ AT ZAEHFF R ZIREL . RVWEIAVDQUALEE B7Z
LET . CNEEEEA T3 THD BE I DUNEFHDFIEE A, H)FH
FIEIF0.9303(2-0.1)TT,

I\A P AEHINFREEEEL. UV TIVEECE DV CQUALIEEEZ
FELUE T NFBELFS T3V THD EETDUNEIIDHDEE A
HIHAERE(F1.0C Y,

BERCNVEKLUARAE—IL/NU7VRTI=)
DRAGENIE. FASTQU Y TILDR Y TETFSA XY MERTLT, F—FZEETROI—5—ICA ~

U—LTEFXT. ANIDFASTQY Y TILDHE.

TEFT, YHIRECIE. CNCKDEILT /X SAEB—Y 3 VZ5|IERILET,

WEDODRAGENY Y /7 2A XY ND—0TJ0O—72@8 U CFASTQU >V J)L7ZRITUTH S, 5187ZEMN
UTCNV. VC. FleldmAZzBMCLET, AYY POV T—0TJO—-CCONVICERENSF T3>

(F. CCCHBEATEEY,

BURDAIE, SESFEIVY MU TWOWE T,

XZE&S 1 200005495 v00 JPN

FHEBOEABNIRHARICRESNE T, ZBETOEREETEX A,

E—DYVTIVECNVERE—ILWWCO™ TS %8 U CTEAT
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CNVICKBDFASTQD N Y /754 X/

dragen \

-r <HASHTABLE> \

-1 <FASTQ1> \

-2 <FASTQ2> \

--RGSM <SAMPLE> \

--RGID <RGID> \
--output-directory <OUTPUT> \
—--output-file-prefix <SAMPLE> \
-—enable-map-align true \
--enable-cnv true \

—-—-cnv-enable-self-normalization true

VCICKBDFASTQD Y T/ 77 ZA A2/

dragen \

-r <HASHTABLE> \

-1 <FASTQ1> \

-2 <FASTQ2> \

--RGSM <SAMPLE> \

—-—-RGID <RGID> \
—--output-directory <OUTPUT> \
--output-file-prefix <SAMPLE> \
-—enable-map-align true \

—-—enable-variant-caller true

CNVBRUVCIZKDFASTQD Y T/ 7 54 A/

dragen \

-r <HASHTABLE> \

-1 <FASTQ1> \

-2 <FASTQ2> \

--RGSM <SAMPLE> \

--RGID <RGID> \
--output-directory <OUTPUT> \
--output-file-prefix <SAMPLE> \
--enable-map-align true \
--enable-cnv true \
--cnv-enable-self-normalization true \

-—enable-variant-caller true

XE&ES 1 200005495 v00 JPN 159
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CNVBKXUOVCNDBAMA L]

dragen \

-r <HASHTABLE> \

--bam-input <BAM> \

--output-directory <OUTPUT> \
--output-file-prefix <SAMPLE> \
--enable-map-align false \
--enable-cnv true \
--cnv-enable-self-normalization true \

—-—enable-variant-caller true

YUTIVEREEI T/ F1)\—

Y=y bNDOY AT —IKF /=X TAEB—Y 3V RT—I7%ZRITI HERICIE. DRAGEN CNV/ (A
TS24V SVOU Y TIVICET UL NDEHRBIEHELE T,

o T—RYVTIWEEEBYYTILOWVWTNHD/IXIVED Y —ADY TO7 7 A )LOEREX NJ D
Ao EEMOBEVET CIF0.90 KD REVVHEX MU IR ZHRELUIT TN, VI I T FPICRKDERES
N2 LWHBRIESH D FEE Ao

o SUDBYVINLDFTAESNDME, HIE. HREADBIUBREFADOU—MODY MERICEDWTT
AESNET. DY bOFRREF, BRER XEBH., BLOYREBFEOBERICHIENE T,

IATSAVDERTHEIC, BROBEICENSINETT, FIZE:

Correlation of case sample PlatinumGenomes_50X_NA12877 against
PlatinumGenomes_50X_NA12878: 0.984092

Sex Genotyper

Predicted sex of samples
PlatinumGenomes_50X_NA12877: MALE XY 0.99737
PlatinumGenomes_50X_NA12878: FEMALE XX 0.968929

FARLULTCWVWDT Y TILOFAESNDMD. *.cnv_metrics.csviB T 7 A )UICHAASINET,

EBTYTILOIRIVTIE. FRAISNDMZFERALT. MRBHED ./ -S4 - 3 VICHHATNS/ (X
WOV TNWZRELET T . BV TILOHESNDMENUNDETERMINEDDHZE. U2 T)LOMIFFEMALE(C
RESNF T,

—sample-sex4 723> T. UVTILDFASNDHZF—I\—24 RTEFXT,

XE&ES 1 200005495 v00 JPN 160
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RILFYTILCNVI—IL

--cnv-inputA 73> (B TILCEIC1D) THRESNY VI TV N/ —XRTAXADY T 7A)b
(*.tn.tsv.gz) DONILFY Y TILCNVI—)LZFIACER T, YILFUVTILCNVEEFRIZ. 314> bt

IAXVT—2aveEFERTDHCETC. JE—HOAZ LI XY FOBREBREZIENSEE T, BESNCED

E—HEIZLI A MNMIHWULT, FEYVTILOOE—HEREF. B—DVCFLY MU —fh(CH TN, 7

/T3 VBRUBRNBEBICEDFET,

WGSBROWESD—2 70O—7Tl&. YILFTVTLCNVI—)UD T R— SN TVET,

NUA B ZETIDINY R4 VDFZERISRUETD,

dragen \

-r <HASHTABLE> \
--output-directory <OUTPUT> \
--output-file-prefix <SAMPLE> \
-—enable-cnv true \
--cnv-input <FATHER TN TSV> \
--cnv-input <MOTHER TN TSV> \
—--cnv-input <PROBAND TN TSV> \
--pedigree-file <PEDIGREE FILE>

De Novo CNVI—)UA T3>

IRNCDA Ty bV TIVABUE—T 2 TIVD—070-2T LT, BUERCHD =R UE
9, UV TIVHBWESA > Ty hDFE. BUIERET Y TILOI\RIVZEER UL TY Y TV ZER T DI EN D
D, YV TILOBREFOERHN—H U TVDUNENH DT,

DeNovo CNVI—/UTCl&. ROA T a VhMEREINET !

FTvav SRR

--cnv-input DeNovo CNVI—)LDZE B—T 2V TIVEITHSDA >V Tvhg o5
IIVN/=RTARIITFILIZA) Cantsv) ZIRELFR T CDA T
2aNF ATV T IVTEICI B F D EHOIEE CEE I,

--cnv-input DeNovo CNVI—)LDZE B—T 2V TIVEITHSDA 2V TvNT o5
IIVN/—RTARITFILIT7ZAIN (Cantsv) ZIELER T CDA T
2aNF AV TVNT T IVTEICI B F D EHOIEE CEE T,
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ARMOEAENIARICRESNT T, SICOFERRTEIX A,



lllumina DRAGEN Bio-IT Platform v3.9

FTvav SRR

--cnv-filter-de-novo-qual RimE Y TIVRDHETEA NMhDeNovol UC Y —IE NS Phredfg
DEAE, ¥IFAER EME|F0.125TCT,

--pedigree-file A TvbS VT VEDBR7ZETEE I dpedigree 77 ).

JaAIMNEITAYFT—ay

F9. ONVI—ILEEY Y FILICH L TIRIICRITUET. RWT. IaA Y heIXYF—Y 3Tl
SHE—H Y TIVEAHDSOIC—HAZE LI XY MEERLT, Ya/Y NIE—HAZEI XY h—2tk
BHUET, COVaAY MNIAY ARG, @YY TILOAE—HAB LI A MSTRTOT L —
SRA Y NOHERD C &Lk > CHBICRESNET, CORR. BEHdT Y TIUETHRINICEET D
IR MBDEISNET,

9 EEEIXUbH

YUAEIXI |

Y IN2EIAY ~ |

YYTWIEIAV R | | [ |

e _-_-—

IIAYVMEIXAYT =3 VICHWVWT, I3AY b EIAYRERLT, EYVTIVICHULTHIILT
JE—#HIO-ILHBERTINETT. BIXY MIBE—YS Y TIVBTEARICN—ITHIENTERT
W &I 3AV M EIAYMMIE—TIY MU= UTNILTF UV TILWCFICREENE T TV TILDON—
IENcBIAY "D A UT « X7 (VCFADQS) [F. =9 25%B5. J—-ILDTAILFUVT
[CEERAENE T, Y T)LI-UE. XILFT Y TIWCFRDY Y TILDFT D 4 —)U R7ZFER LTI 1LY
U2 JENET. YILFYVTILVCFOQUALANIERICRZELTWVWET (505 [ ) « XILFHVTIL
VCFDFILTERAIE. YV TILDFT T « —I)U RAWTNH [PASS] THEIFNL [SampleFT] ToHb. B~
TIVDFT T « =)L FOWVWTNHHY [PASS] THNIE [PASS] T,

De Novod—JVAF—Y

de novoA/ XY h&ElF. FimEBDYT / LAOFEDREAICEGRENEEL. TOEGED @R S DIEAER L
X FI)BLDERTIFFVEEETRINET ., de novod—)VAT—ITIE. YILFU U TIVENTDE
U Z DFIHECHWVTHEde novo A XY M ZRIELF T, HBAEICKOTIF. TNHDHFTESINDde novo
ARV NMFIREOBDTHDID D UNFBAD., ZNSREY—T VIV I0BTDT7 —T 4« 770 D54
UDTEDHDDEFET. TORR. HEESNDEde novo1 XY ~MIde novoD I A UT 4 A7 HEIDOHTHS
N, 24 U7 1« DEWLde novoA N cET 4 )LF U VI UTBRNT DIEHICHEVSNET . NUFEERTE
IBICIF. .pedT 7 A )L7Z--pedigree-file4 7 3V TIEEULFR T, BHDNIUAZIBETE (Bl 0w R
BRAT) . BWENUAD TR TUEBEEINET,
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MUZDZNZNDI A2 hEIT XY KMIDWVT. de novod—7—IF, ZOIE—HDEGRR(TDNTA
VTIIBLEDA—HADHONEDINZERELE T CNVI—F—IF. SN/ FEEI A bOETF UL
DIE—HZRAELFBA. CNIF. BETRDT UILEKRDAIREMICDVWTIRET & LZRRULE T,
gOHTCHONCOAE—HH2L EDIFEE. Y/ AOZEAEESHCEIE—H0D 7 U)VIFEEUEW (145
[CHFETD) ERELET, JNUTKD, ROKDICEB(EINET !

BMOIE—HDEEE AIEE IE— 8D 7 U HEESNSEREFIE—HD

7L
2 0/2.1/1 1/1
3 0/3.1/2 1/2
4 0/4.1/3.2/2 1/3.2/2
N x/(N-x) for x <= N/2 x/(N-x) for 1 <= x <= N/2

BUFE. INSOREZARWVE ZEFEEO IE—HN—HT 0BG E—HUFVLETROATY .

BHOIE—# KHFOIE—H# FinEDIE—] XV TIVDERID—EL?
2 2 2 =0
2 2 1 LR
3 2 4 LA
3 2 2 (FL)
2 0 2 LWx

II3AYMEITAY MIX VT IVELCDA—HNGHDEE. PhredfEDde novoD oA UT + A7 (VCF
DDQ7 4 —IUR) [F. MUZDOEYY TILOIE—HRE ( [FF VT« RA7UVT] DIV 3veES
B) TNZNOXLEE. MIADEGEDERERZAVCEHREINET

DQ = -10log(1-Sum over conflicting genotypes (p (CNm|data) *p (CNf |data) *p

(CNp |data) *p (CNm, CNf,CNp) ) /Sum over all genotypes (p(CNm|data) *p (CNf |data) *p

(CNp|data) *p (CNm, CNf, CNp) ) )

ZCTC:

* CNm =EEROIE—#

e CONf=3DIE—%

e CNp=RimEDOIE—¥

e p(CNm,CnF,CNp) = hU A E{EIDSRTHESR

VCFODDNT « —JU RlF. FTEIT X hDde novoRT—F AR TeHITFERAINET T, REAIBEKEIF R
DEHBDTY

* Inherited : J—)LENS MUTELREF A TILELE—HULTVET,
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¢ LowDQ: =)D bUFEGEEX Y TILELGRE—HUTH 5T, DQldFde novor FU T « BHER
wmC9 (FIHHEREMEIF0.125) -

e DeNovo : I—)L&Nad MAELRHEEA Y TIVELE—HMULTH ST, DQIFde novorF U T « ElfE
M ETY (FIHIERENEIF0.125) o

RIVFBTILCNV VCFHA

NILFHVTILCNV VCFICHBITD U I— &, B—UVTILDHEEIFEFEEDE T, FHREWVIRDE
HDHTT
e UO—bRZEDIVRU—F, TRTDAVTY ST VTILDTU—TRA Y COFEGARDEIT A
MCREISNE T, CHNUE VCFEFRICKDZLDIY MU—DHd EZBKRUE T,
o QUALSIIEEERENT. B [ TT., BTN TEDIAUT «d QSHY T EEBICSAMPLESCSE]
THONE T,
o BELDSAMPLEFIDOWVWITNHHPASSDHZE. FILTERFIFPASSZRULE T . TNUANDEZEIE.
SampleFTZRUE T,
s BVTICEDT /T—=U3avE, mDI=)LhS5IEMHBNK T, BE—T VTV I« I)LY—ET> T
VLNV CEASN. FT7 ./ 7—Y 3V TREBENE T,
EHIC. BRFpedigree BMERASNDIFEA. de novod—/UAERITIN. UITD2DD 7/ T— 3 VHhiHEg
EDOY Y TIVISEBIENE T,
##FORMAT=<ID=DQ, Number=1, Type=Float, Description="De novo quality">
##FORMAT=<ID=DN, Number=1, Type=String, Description="Possible values are
"Inherited', 'DeNovo' or 'LowDQ'. Threshold for a passing de novo call is
DQ > 0.125000">
VCFICIFZLDIY MU—WZENEIN. J3aAY hEIXVYT—I3VRAT—IDIeHIC, de novoA
N2 bO#IE. DNBLUDQDT /T— 3V ZHITHLY M)—DHMEBICKOTREDITDIENTER
9. NSO I—FHHEHEN. de novod—ILDHZEFGFFIICEBREINE T,

{A#HERRCNVI—IL

D—=070—=(ciUT. ROFEHECNVI—)LZEHTEX I,

o 2T /LY—UTVRA (WGS) [ClE. FH#lIlBWGS CNVI—2—ZFERUE T, FHlICDNTIF. 167
N—=ID [FHEWGES CNVI—)L] ZERUTIEE0,

s BIOYV—LY—U VR (WES) [Cld. HHREWES CNVI—25—ZEAULET. FMlICTDOWLTIE,
164 X—=2D  [AHEEWES CNVI—/L] ZERUTEEL,

{A#HEEWES CNVI—)L

FilREI OV —LY—0 2R (WES) BRUGKHRSY -y MRILTIE. EBYYTILD)(X)L7ZD
TP UYAR=RASAEVTEATNE. JE—HNNUT7 Y MIBITRHEZFHIENTEFT. U
R—=hENBDAXRY ME /=X SA XN IE—BIGEBSROBFEND Y T 7 VY ANR=RS AU
NIVDSDREDHEIEX T, COT—7T70—(F. =y MELTFOBBEDKREDH ZNELT D
7ITUT—23VICERATY,, HIRWES CNVETUIFEIEHRRIIWES CNVETILEFALILTVWET
W BI04 YT« A7V ITBKXOI—-ILETIVZFIBLE T,
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ROWFNHDA Ty AT arzERLET,

e ——tumor-fastglBK--tumor-fastqg2 : FASTQ 7 7 A ILEIEELET

e -—tumor-bam-input ! BffFOBAM T 7 A )L EIBELET

e -—-tumor-cram-input ! BffFOCRAMT 7 A JUZEEELEFR T

FHFBWES CNVI—5—I(C(&. EBY YV TILDINRIVBMETY . IERY > TILDINR)VIE. @Y/ —
NoOATB—Y3VZAEEICT 2 ERTOCADARBNE/NA P AZAET DDICZIBEEFRT, EBT VT
DIKIVZER T DITEICDWVNTIE, 143 X—=TD [IEBTVTILD)(R)V] Z8RBUTLEEW. EFE
S TILDINRIVIG. BTFRDT —AT >V TIVERLKNY Y FITBDIETFTI,

RyFTREST Y TIOHRTEEEE. TV TLEERY Y TILORIICEHD T ENTEET,
Ty FEBERY Y TIUDMERETED ESHICHDDEF, T—2 JTO—FEESNED Ae

ANURSA2 D
RO RS54 VOFITIE. WEST—5 (056 U TR 21T LE T

dragen \

-r <HASHTABLE> \
--output-directory <OUTPUT> \
--output-file-prefix <SAMPLE> \
-—enable-map-align false \
-—-enable-cnv true \
--tumor-bam-input <TUMOR BAM> \
--cnv-normals-1list <NORMALS> \

--cnv-target-bed <BED> \

FvTIFv—Fv FOENBLF CTHMRS—5 v N RIVZEATDHEIE. cnv-segmentation-bed

ZIEEL. cnv-segmentation-mode=bedZFHATHETCEIA YT 3V Z/I\A){ATEXRT, C

DA TV avEERITLE. BIXYT—32VBEDRDEA N OEAVCFICUR— hENET, &Y

AT —23VBEDT 7AIVICETBAEEMICDWVWTIE, 149 X—=ID [FY—Tvw I XVFT— 3
(T A BBED) | Z8RBRULTLEE0L,

RDIANY RSAVDRITEF. F—5y MRV THRENZRTUE T,

dragen \

-r <HASHTABLE> \
--output-directory <OUTPUT> \
--output-file-prefix <SAMPLE> \

--enable-map-align false \
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--enable-cnv true \

—--tumor-bam-input <TUMOR BAM> \
--cnv-normals-1list <NORMALS> \
--cnv-target-bed <BED> \
--cnv-segmentation-bed <SEGMENT BED> \

--cnv-segmentation-mode bed \

IAVT4AI7IYTET—=

AHEEWES CNVI—35—(&. =AYV IO/ =5 XIE—EAEEFETY T)ILD) RV EDED2
YU TIMREEANCIZUT « AT ZHELE T, I—S5—[FEI XY hTEICpEZEFELET, K
[C. plEZPhredfBORATICERLET, U4 UT « AT Henv-filter-qualflik DBLBA. AV
MEDUP/DELE LTRSS NET . FHAREMFI0TT . IE—Za2— rIIARY bDIFE, I—5—
FOFUT A A7 %Z1-pE UTEELET,

HFIVCFIZIE, QUALT 4 =)L RICOF U T 4 A7 HEFENE T,

{FHIFIWES CNViE/]

FHEIRWES CNV VCF T 7 A JUld. F#EVCFT 7 —X v MRS TH D ATEMRIRYICNY VORI EIE L
TOMERNSDE T, EIEMAIRIICNV VCFEAICDWVWTEFULL(E, 150 X—=JD [CNV VCFT 7 A
V] ZB2RUTLEE L,

FILTERT 4 —)U R(E. CNVH., FESNEETBE (LOD) BMELDH=1— rZJLPONAD Y ~IEW

DNEDHDERFETDICHDEBIM T 4 )V —%ZHFET, LoDFailJ 4 JLI—[FRDKLDICEHTEINE T,
CTC. LoDldecnv-filter-limit-of-detectionZERUTERESNETT FHREE  0.2)

PON x (1 LoD)

FORMAT J o —)U R[EN\WEHF—T T 3 VTHASNTED., AHIlBWES CNV VCFICCNT Y MU—HZF
NCTWVWEWC EZBRE. 4TEMIESRYICNY VCFENEB—TY ., AHIBWES CNVI—S>—(FEEDMED
BEHEE T, JE—HOHED TEETA. FMHICDODWVTIE. 167 X—ID [[EZEOE & EFEZ1t
R ULTLEE0,

BUFE. I X2 T —2 3 BEDDMAMBEWES CNVI—)LICEENIcVCRHEADHITT,

chr7 92243233 DRAGEN:REF:chr7:92243233-92462639 N . 3 PASS
END=92462639; REFLEN=219407; SEGID=CDK6 GT:SM:BC:PE ./.:1.0257:28:125,0
chr7 116339136 DRAGEN:GAIN:chr7:116339137-116436180 N <DUP> 200 PASS
SVLEN=97044; SVTYPE=CNV;END=116436180; REFLEN=97044; SEGID=MET GT:SM:BC:PE
./1:1.37061:36:2287,989

chr7 140434395 DRAGEN:REF:chr7:140434395-140624505 N . 3 PASS
END=140624505; REFLEN=190111; SEGID=BRAF GT:SM:BC:PE ./.:0.977961:38:73,0
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EROMECEEREL

WESH XU —5"y MKRIVBXRIFSTH DD, b-7 UL T—HF FEBEDMEDIEREHERE(CIFA 2T
9, Somatic WES CNVI—5—[d. BERZIE UL THHONDIE—EIEGDHZLUIR—MULET, BERE
ElE. €I XY MEEOREIE—EIGE U CFORMAT/SMT ¢ —)U R[CO— MEENE T,

BEBEOMENEADSE(C(E. ROSTEZAWNT, UR— MSNEBREED ST TILhDELFEE
TIAY SDploidyZ#EAI TS ENTEXT,

JE—#= HEONE%

PIZ (&, EBDEEDMETICDWVNT30% CTHO. 2.2xDEBRELZH DHE. T TIUARICIEMET DNAD
100E—FELET,

{A#HIZWGS CNVI—I)L

FHR JE—HEBDBIONT ORSMOBRZH SREZRET DD EIEMIRRIISNVZZTVCF
ZEI2EEY > T)VICKH U TDRAGEN CNV Callerz=itLE 9. 77 AILIGFVCFI 7 AL TT. &
SEMRRIICNV -5 —D IV R—xR Y bE. BBEOMES KUploidyZ#E T AMIETUJDIY
R—x M2EMU CHfi 7 )L IU XL TBHATSNE T,

SRR RAISNVIFEZE T Db- 7 U VEIGZETE I HIchCRLSN. BBET Y TILEZNEET DU
BRI I—)LZAREICLET, FJRETHNIF. YXvFITDERET Y TIVARODRXE—/LINUT7
VCFDEANMEX UL (Tumor-NormalE— ) TIH. YvFIDERT Y TILHFBETEEWVES(R.
EMSNPOAYOTZERTHENTEFT (Tumor-onlyE—RK)

10 HFHRCNVES/ LAY—T 2R (WGS) J—>—7—770—

=5y k . /=354 wIRY B ploidy®d -z
BEBAWCRAM [—b | = SN [ W [/ 7 AmE | 5S20 [P sevay [P egxur [ RI| =[] saevs LS
E% ESBAFD ‘|"
snvver [ [

H
%

NYFIREBEYVTIVHAFERLEEE. UV TIVERIICEBBRARIAE—ILNUT7Y b O—5—
ZRWCELEYT ., COHE. EIEMIRRIINT ORGMHDSNVERIDG 7Zb-77 U JLEIGDRE ICHWNE
9. YYFIRHERYVTIVHAAFTELEWVEGEEG. EHISNPOb-7UILEIGIE. Yy FIHIERENT O
BMEADSE CARICGIESNET TN RADEBHRRINETRDO/NU 7Y bEUTRONE T, T8
FECEDEIDH T, PUIVRENE IE—HZRET DICDITHEHICHESNE T,
NvFIHIEBE—RTE. BHEOEIE#RRRNIE—HOEZSOVCFZA4 T3V TAV Ty T D
CEDNTEFXT . CNITKD. FillilaEY / LAY —T X (WGS) CNV VCFICH W THIEMZRSICNVA
BIBDEI XY bEUTHASN, EIEMERIIIE—HTY /T—3a VTN, TOREEICREEN
SR IE—HDOR(ED DD E DD HEREICIED T T,
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{AHBRIWES CNVI—)LA T vay
ROGHEAWGS CNVI—)LIRY RSA VA TS 3 VABATEET.

FTvay

e --tumor-fastgi,

e —-tumor-fastqg2,

* —-tumor-bam-input

e --tumor-cram-input
--cnv-normal-b-allele-vcf

--cnv-population-b-allele-vct

--cnv-use-somatic-ve-baf

--sample-sex

--cnv-normal-cnv-vcf

--cnv-use-somatic-ve-vaf

--cnv-somatic-enable-het-
calling

%ﬂ

2]
BB AN T 7 IV EtsELE T,

NvFIBHIEHESNV VCFZIEELE T . b-77U)VEMDIEEIC DL THEFL
LIFA70 XR=ID [B-PUJVEMDIEE] ZSRUTLIEE 0,

EHSNPAYOIZIEELE T . b-7UJVEEDIEEIC DV TEFULIE,
170 X—=ID [B-77UJVEADIERE] ZZRUTLIEE L,

SNVI—Z—ZBMCLTTumor-Normal E—RTETUTUL\DIBE(F.
CDF T3z ERUCEBMIRIIDNAT ORAEUZIEELER T,
b-77UJVEERIDIEEIC DV TEELLI(F. 170 X—=ID [B-77UJVEERID
BE] Z8RU TS0,

BRIDZEF. T T ILDMRIZBRSE U CLIEE W U T ILDMRINE
ESNTVWEWES. O—S—(FER 7 54 XY T )LD MR Z
HWELRDELET,

RYFITBRDERY T IUHODEIEMIEZRSICNVZRFELUER T . 55D
WTIE 171 XR=TD [Germline-AwareE—R] Z=lBU T,

FHRRESNVH' D/ U7 N7 USEE (VAF) ZRBWC . Y ) LODRE
BETIVERIRTDDITARIL CE I HMICDVNTIF 172 X—TD
[VAF-awaret—K] Z&=RUTLrEE0,

RFEF LI AVNDHET-callingE—RZERICULER T 55l DT
(F.172 XR—=ID [HET-caling®—F] Z&8RBUTLEEL,

PIRIE,. Y wFIBHIEELESNY VCFTTumor-NormalfFxflilBwGS CNVI1—2—%2£179 S fcsHhD NV R

A 2DBITT,

dragen \

-r <HASHTABLE> \

--output-directory <OUTPUT> \

--output-file-prefix <SAMPLE> \

--enable-map-align false \

--enable-cnv true \

--tumor-bam-input <TUMOR BAM> \

--cnv-normal-b-allele-vcf <SNV_NORMAL VCFE> \

—--sample-sex <SEX>
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RYyFIDERBT VY TIVHMERTELRWVESIE. CNVI—/)LZ#ER(CT DD, Tumor-onlyE— RTETID
MENSHDFRT, AR YFURIEBY >V TILZHER LU TTumor-NormalE— RTET I E. FHUBWE
RICEDFXRT, ROONY RS54 VDOBITIE. EFISNV VCFZ{ER U CTumor-onlyDAHREWGS CNVI—
WZEETULERT,

dragen \

-r <HASHTABLE> \

--output-directory <OUTPUT> \
--output-file-prefix <SAMPLE> \
--enable-map-align false \

-—-enable-cnv true \

—-—tumor-bam-input <TUMOR BAM> \
--cnv-population-b-allele-vcf <SNV_POP VCE> \

--sample-sex <SEX>

RDANY R4 VOHITIE. RSNV I—>—&ERICTumor Normal (#IflBWGS CNVI—)L7Z23E1T
UFET., CUTKD, O¥ Renv-use-somatic-ve-baf trueZERALT, SNVI—S—HBYVFT
B IER S ETEMIRINT ORGSR ZBERERCTEX I,

dragen \

-r <HASHTABLE> \
--output-directory <OUTPUT> \
--output-file-prefix <SAMPLE> \
-—-enable-map-align false \
-—enable-cnv true \
--tumor-bam-input <TUMOR BAM> \
--bam-input <NORMAL BAM>
--enable-variant-caller true \
--cnv-use-somatic-vc-baf true \

-—-sample-sex <SEX>

NYFITDIEBETTILEDRAGEN Germlinef#fTH SDHENPFATEDHZEIE. BIOHEEZBRICT
TFXT, NYFITBHEBLEY Y TIVHFIRARELEEE. ROOXY RSAVDFZFERLT. Germline-
awaret— R&EVAF-awareE— RZEBRICLEF T, Germline-awareE— KRB KUVAF-awareE— ROsEM(C
DWTCIF. 171 X—=J®D [Somatic WGS CNV CallingE— K| &SKU172 XR—=ID [VAF-awaret—
M EBRUTLIEE0,

dragen \

-r <HASHTABLE> \
—--output-directory <OUTPUT> \
--output-file-prefix <SAMPLE> \
-—enable-map-align false \

—--enable-cnv true \
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—--tumor-bam-input <TUMOR BAM> \
-—-bam-input <NORMAL BAM>
--enable-variant-caller true \
--cnv-use-somatic-vc-baf true \
—--cnv-normal-cnv-vcf <CNV_NORMAL VCFE> \

—-—sample-sex <SEX>

=Ty AO VB KRUB-7UILADV K

=0 hADY RRAT =Y EZTOHEANEEEMIERIICNVI—-ILDBEEEAUTT. U—RAODY b2
ZCY—5' v bERIE. *target.counts 7 7 A )LICHADENET T, b-7UILDADY MEIU—KFHAD Y FR
T—IEWTUTITON. ZTDEIE* . baf.bedgraph.gz7 7 A JLICHAEINE T, DT 7A)LIF. BELD
Je8bICDRAGENIC K o TER S NI ftBDBIigWig7 7 1)L EEDBITIGVICO— RITD T ENTEF T,

B-7UJVEEIDIEE

FRWGS CNVI—2—(F. BHEY Y TILDb-7 UILEZAD Y M DIch(CAT OEHESNPERAID M
ERZNEELEX T, ERTEDE—REIRDESDTT,

FTay A

cnv-normal-b-allele-vcf RYFITDIEBSNV VCFZEEEULF I NVFIDIEBYTILBKLU
NvFIBDIERSNV VCFRAF AT HGAICAHAWNE T CDA T3z
FERTBICF. TVvFIBDERETT)LZDRAGENDEFEMAZ RS D —
I 0—CERTITDNENDDFT,

cnv-population-b-allele-vef  &£MISNP VCFZIEELEFR T NV TFITDIERB YV TILDAFTET.
Tumor-only E—RNTEMTZE i UK T NEESEWVEEICHERLET,

cnv-use-somatic-ve-baf truelCERTE I D& DRAGEND ARSI T —2o70—hY) (A LA
NEXIEREA >V TIYRNBRONYFIDEEA VTSNP AFOIREILZS
[FERUE T COATVaVzFERTHICE AHEIESNY I—>—Z28 %
[CLET,

%II

NvFIDIERETTILSNV VCFZEIEE T DI(C(F. --cnv-normal-b-allele-vef4 73 a >z ERAULE T,
VCF7 7 A)UI&. T« )5 —7%iEA UEDRAGENE BRI AE—ILINU 7Y b O—5—Z T LT, Yv
FIDIEBTVTIVDAREBICLOTESNE T, BF. DT 74 )LRICIF* hard-filttered.vef.gzih R FHMT
TFXRT, ERLEY Y TITATOBEMTHDEHESN, PASSEXY—INcLO— RINRTZHANT.
BEU Y TILDb-7UILAD Y hMERIELERT, BFDGVCFT 7 A )L (*.hard-filtered.gvcf.gz) ZEHT S
CEBHTEFXITH, LO— ROEHLWVcHUEBFEAKIBICELEDFR T, VI—RDEEAERFATO
BEMEAITIFD D ET A

£MHISNP VCFZIBTE T D ICId. --cnv-population-b-allele-vef4 7 3 V72 FERULE T, EFHSNP VCFZ
78 ICIE. dbSNP. 100047/ AT70Y 0 b, TOMOKRIBERLE I R— MREEOWDEIEEN S, M
NUI—=23vOBEYEAYOTZERLET. BEEDSNPOHZZHET. FIRIE. ¥AF—r7UJLE
MDSEENM0% U LEDSNPZZH T, SVFA LDFEZFRL. P7—FT 1 IJ7 0 MEERBULEFT. &L
J—ROINFOET Y 3V ([CAF=<alt frequency>ZEIULT, ALT7Z UJUVBEZIEE UK T, EBIDINFO
T4—=)URDPEFEETDHEEDHDEFITH. DRAGENIFAFT 4 —)L RDIHZEFTLUTHERLE T, --cnv-
population-b-allele-vef CIEE S NS BBIlE. BEHY/ LADHRT DETEMIERINGT / LAICBWVWTANTOES
HFRFREZESEDOVTNHDABEENSHDET,
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BUNE. BWLERSNPL I— FDOAITT -

chrl 51479 . T A 1000 PASS AF=0.3253

DRAGENTIZ. b-7UJLWCFh oD L O— R Z#BT T HEIC. UTOEHNEBEEINKT

o BBHIZLSNVEBAIDH T,

e LIO—R& FILTERT 4 —)L RTPASSEN—I SN TV DMENGHDET,

* VCFICEUCHROMCEPOSZER DL I— MHidpa15E. DRAGENFRIICHEE UL I— MR LET.
BEYYIILBRIUONY Y FIBDERGA YTy EOAFARFIGZEIE. --cnv-use-somatic-ve-baf trueZz{E
RUEY, KMAESNVI—S—Z8WTINENSDDET, COA TV 3 VZFERTDHHEE. DRAGENIFE
NYFIBDIERA VT MO SETEMRIERIDANT OBFSHEMIZRE L. BEY> TILDb-7UILADY b
ZFAELERT . COBERISEMIBWGS CNVI—S—(TESN. filileD—2 JO0—2@ =@t LE T,
--cnv-use-somatic-ve-bafZFICTDICIF. RDIOIXY RSA VAT 3V7ZASILFT,

e -——tumor-bam-input <TUMOR BAM> : fEEA v hZEIEEULET

e --bam-input <NORMAL_BAM> YW FFBHIEREYVTILA YTy hNEIEELFRT

e -—-—enable-variant-caller true . {&AHESNV/\U P>V NO—S—Z=ZBHICULET

e -—-cnv-use-somatic-vc-baf true :VC BAFEEMICLET

Somatic WGS CNV CallingE—F

Germline-AwaretE—R

NYFIBDIEFET Y TIVD SETEMRIRYICNVZIEE I ®(C(F. -—cnv-normal-cnv-vefZERULE T,
BESNICHZEG, EBT Y TIVRTPASSENY—ISNCCNVL O—RE BEY Y TILDOEIA Y T—2 3
VRRICERAESN. FESREEIEMRRYICNVIRFRAMAIR 7 D b Ty M ROEFR CHHd CEZmRULET .
U7 U2 ZAPloidy & U CETEMIRRII JE—HDEEL TV D BT XY ME. FRRETILOERD
SERATNE T,

FERIE—HOI—ILBRORAFP UV IDRIC, EiEMfizRs IE—HZzANT. BEEY Y JILDOIES
ITEAZIED SDFRINDRENDSSZEIELE T, COTOTRIE. EIEMIERIICNVOEZICHIS
DR IE—HMD XD EREEIDHTICDOENDET, RICDRAGENIZE. FMHBWGS CNV VCFLY
U—I[C, E5EfiaRy | IE—# (NCN) BKLUAETEMIERIICNVZER I DI X MOEFEMEZRY] & R
UTedfilz JE—#0%= (SCND) TP/ 77—y 3 va[IFFd,
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VAF-awareE—R

BEANYTFIHERLESVICEWVWT, RE—IVINUPY N I—=5—ECNVI—S—0@A AN THH%H
A, FHlRSNVORERIE. BRTY Y TILOHEEME S KUploidy[CHEZ RIFITRIREEND D T T, BBT
HEMIRSNVA S D77 U )VREAEIC K o THfe S NS MHIRRSNV/ WU 77> N7 U VSRR (VAF) (F. EED
TR, AHRSNVELICHITDHES JE—#. SRUKHR UL ZRET DEE IE—HDEHIahE
ZRBRUE T, BEkD7 UIVREZR T DEMIBSNVD I SR Y —(FEBET )VICIERZRILE T,
BEOIE—H/\UI-Y3aVARSNTLEEE. BRU/EIEZE<DMREBDHEDX D ICCNVDIF
ENERTTIO0-FILTHBHHE. VARG EREBETET IV PEREDOEVES TS ILOHEEZH D
[CRIUBERT, WESNICBBEET IVARNEE CH OIcDERENMENE., Rolcd—)LP T« )LyUV T
SNIEO—)VICDIEN D EREEN S D E T VAFIEHRIZ. BASHEIO—-2CNVTHOTCHY / LAEERDE
HEHET DD BEI

VAFIBRZMAT BICIE. BEPYYFIDERBLREU—REROT7IAXY MDAV Ty MMIHULT. R
TV 7Y S O=)L2 BV CTHRRRBWGES CNVI—)LZRITUE T,

BIZ (X, ROOANY RSA VERERTEET .

-—enable-vc=true --enable-cnv=true --tumor-bam-input <Tumor BAM> --bam-input
<Norman BAM>

VAFR—=ZXDETU VI FHEIRE CHEMICE D TVE T VARR—RXDET U VI ZEMICT BDICIE.

--cnv-use-somatic-ve-vafZFfalse|lERELF T,

HET-calling®—k

YIHAERE C. DRAGEN(E. 22U TI/0—-VETNIE (HET) CTHAHEHEESND IE—HZR DI X
> NI U CHET-calingE— RZFEALE T, MstETIVICEDVT, €I XY MROBAFBEDREN. &H
FEVWEHIE—HICH U CHGFSNOREN ORI ETHE. BIXY MITIBETHHEEZONE T,

HET-callingZ4 7(C g dI(Cl&. OX Y RS A > C--cnv-somatic-enable-het-calling=falseZigTE
ULERT,

TIXY PHRGETH D EHESNDHZE. BIXY bDT D BTy MIRDKIICEELET,
o BIXVBRDINFOT 1« —JU RICHETY IJHEMENE T,

* CNESKIOMCNEDIEL EH1D(E. FREFMEE L TSASNET . BEHERICIE. CNFSERUMCNF
CRDIEVEHEL UL TEAONE T, BHIENREFI—-/LZHIc5T1HE. CNEEEMCNEDAE L
CH1DMEF. FBIEWIEREHEICHBINE T,

o FEIRUFCNBRIUMCNICH U T, ID. ALT. BKXOGTT « —IU bHELICERESNE T,

o QUALRIOZE, BIXY PG EBDY Y TILO—HICBVWCIFU T 7 UV AIE—HZEHDLEND
EREZRRUET,

* CNQEBKIUOMCNQERF. EIDHTOSNECNESLUMCNENEY 2V TIVICBEWVWTETHDEWLDIE
FRZRIRLTWVNDTcH. CNQUESKIUOMCNQEDAEL EBH1DIEBHE. 5KiE T,
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{A#HEEWGS CNVETIL

EBEDOMES IO ZFBEAD/I\L YT (ploidy) DFERIF. FMHEEWGES CNVI—2—0DEFEL IV IR—XF
~ hCTY, AIEWGS CNVI—5—1F. £<DEMETILZFHA TSIV Y RU—FEZHAWNT. EE
B TIHDETEIA Y MIOE > THRESNICU—RAD Y B KRUb-ZUIADY M ZEESE LD
EUFET, BEFBICOVTHHALERA DV DERINE T, [WHALEATI7(E. *.cnv.pure.coverage.
models.tsv 7 AJUICHAETNET, FHEWGS CNVI—2—(F. fAE. IHMALEOFRDSWVLH/IL Y
INRTZEIRL. RNWT, REBETIVEHBRUGERET IVOEMHNEEICEDVNTC., ETIVEEEDWLL
DHhDREZSELFET,

BIRSNEETFTIVOEFEENEWVIES. £7VCFIdlowModelConfidence FILTERCE L I—RKRENY—7
U. VCFINY Y —NDHEEEBMEZNACRTEUE I,

(FHIIRWGS CNVOEREIL

CIXAYT—Y3VRAT—=ITIE. BUIE—HHBDZTON. BROREEBAFT —F7ZHD. BiHESR
JEFEREDEI A Y FHERSNBDHBENHDEFRT, COEIXYT—Y3VI[CLD. —BUEDIE—
HB ORIV OO O F [CHF{ESNSRIREMN D DR T, WiF{bld. JE—HHED MR TDEA
[CEFULLIEVWEERDDET . Fle. WKDDDAHETIE. EOIE—HEILFCET—T T 70 b
EERTDIDESIHCHONNDET. ELd IE-HHEDBTONDENWEI XY M2 Bt T D DR
LWSEEHRHDET . BEXULBVAEZER T ScHC. J-ILEBOEI XY MEBIERT v THICE
TDEIAY hEX—IFTBHIENTEFT,

RPODI—)V#. --cnv-filter-lengthMIFEERID DEWVTLI XY MIFERTEDERLFINET T, &
DDEETELENEIT A FOBT, BT HRNTHY—IDIeHITFHMASNE T, HERMIC, FHEIRWGS
CNV Callerld. BELYD--cnv-merge-distanceJ(CHD. BUCNBRIUMCNE|DHTZEFDOERIT 52D
DEIAY hzx, BICHABBECETDEIXAY hEEBIC, UD=ILSNURAT7EINDE—TEIT X M
UEFET, N—ITNcI XY D ZOEMT D, BETELEVEH EUTEUCNS KUMCNZE T
BVWIAUT 4 A7 TRIFWoIEBE. TOEIAY MEX—ISNe I XY NTESBRA S5NET,
I—INEEIAY ME. SHBICHDRYVIDEIT XY hEfelFT—ISNeEId XY fEWTFNH ORI
N—IENBDHBEDDDET., ¥Y—VIF. BEEBEITECIAY MPIRNTCHAY—IEINDETHRTIN
7,

{AfHREWGS CNV VCFiHA
FHIIWGS CNV VCFT 7 A )UIE. ZREVCF T # —< v MIiEL) EEfRYICNV VCFHE /I E IR D
ERNPSHODET,
NwE —
XDy F—17(d, FHIEWGS CNVI—IUICEB T,
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