BERAVIED—
RRERRENAR NERZEREE KRaRERE

RRBBRERKRZFEAIL=FTD

Emedgene” ZRULVC
BICERMNRERT / LRROR
[ EETBTVET

BEAXRNERZEBEORAGLRERIED Emedgene [CDULVTCEE

[FUsIC

KAOREFREF. RABBREMAKZ/NERZHBEDBEIBLEIRZHDD
INBRIERETY, BFEEF [FEBIBEORRETOCENDER  WBEED
DIEEREF Cl Z#Zviav(dBlF, BFECDLLELTONREEZIDS
<ERENOBENEED CVET, BEAYYIORBELEIZ1 " —I3V7%
BUT. SS5DEERICEENICHIN CED/NRERZEIRLCLE T, SO,
BHD Al ZRWCT / LRI - ##IRY —)LU TS Emedgene ZFHfLIEK
AFEEIC, BEREEEDRONDERER 70 FEAZSTE 94 EHDEYT/ I
T —%7%ZALz Emedgene DFEARRERICOVTEWVE U,

RRBEEMAZMERRE. RRZZ2TUORAZZ L] DFmDEE
1882 FITHIISNZFLUfC, IWAFTIC, HE#EERREEIL CBEERPRM

KA RE K& HERICHINT Dlcth. hh2FEEILRREZ(EUHZE DR RBZE
RREEREMNAZ TR FEEE L\ 2020 FIClE. EMIE - SELTDNEFEMERICHIN CTEDRRE
EASEEER DO EGRERSFEREEY Y —([CIHRESNE UL 2021 FERRTHERZ

ZEWE18¥E 2,600 A ABRBREMETB¥E 760 A FlfrHdE
B 11,400 fFEHA CTHORERDZERRZFZORFERE CI .

Emedgene

Emedgene (&, FBATETEEIE Al (XAl &D—20J70—0OBEENMEICEKD. &R
DRERELD AR DD 2/ \U 7 VSR DEEEE < BEIEM(TIZ
TSRO DIAFRAY INITFTY . TDVINITTIFAIZEFDIA
TSU—RRD ST —YETF COEEMNRERIEREMRYU1—23>vD
ZREENT (BRRR) 218D R A&DY—IL T,

Emedgene [CXB#MT(E FASTQ BULLIF VCF 7/ ILSEITTHIEN
TEFASTQD S5 E(FEmedgene V5D EICHDREETY IO T
77 DRAGEN™ [CkDT VCF [CEHENF T, INS—ED@TIFENT S
NRIECHRME CETDICDWBRET —FHENCHBHINBDLENDDF
Fheo

FEBOFERENFMREICRESNE T, ZHCORERIFTETE o APJ-5023-240515-01-JP | 1



https://jp.illumina.com/products/by-type/informatics-products/emedgene.html
https://jp.illumina.com/products/by-type/informatics-products/dragen-secondary-analysis.html

Emedgene (SRR B HIER D B 25/ LB OEIRZ{TIICHID. Emedgene ZRWCERIEEE

\ W<BDTUID ?
91.7% CRIERM/I\UP U h7Z
CF%EZ_:’\:? = B XAl LK TRESNIHBERIE. BEDVLKHDTLI,

BRFE I 24 FEGIZZ W CFHE ClE. 22 fEGI (91.7 %) TEORFREMED—
FA NP UNERELEUC, RE CERNofc 2 FEBIIE T+ —T A /b
OYDINUP VB ROEMBRIRILEE T ORKCLI, TNHITHMULIE
MBOBEENHEL AICFELUWDBDTUR. BETER 22EANDSS
21ERIDI U7 N Emedgene hWboEBEERREEL TN UL U7
NM&E# (Most Likely Candidates) (3T DTENTECWVE LI, FH
RIF D)V TaA Db EFENELICD. NUPUNRETIEINS
DIREMEN\UP >V NoEHEIRECHD. /> O—T o IEIGD/ (U7 P EE
TFETA X (0.79 Kb ~14.3 Mb) D CNV BAEHAIRE Chofe mBbEHHC
TFXI,

ZHUIEhore 2 fEA
=T IROVD Candidates (1 fEfl)
JUPN

- RIREUDMEMETISRR

Most Likely
Candidates

(21 7EHI)

RSN 22 ERIDAER

Most Likely Candidates HULIE
Candidates TigtianrcElE

1 BERE 24 FEG)Z FALVEEHEFER

B9 Emedgene [C&kD. FASTQ hSERFCRIANLET—F DT —2
TO—DESINELH ? Fe. EDKIBRICHAUYRERUFUD ?

@ : FASTQ O7v7O—RESERCH T DRRAUBHREBREIVYD
BFZ(TOLEIIT. RERORREEDIEEM DS D/ \UT VDOBSTIERIM (T
DERITENDcHT—I 70— DHFREDE LITRIIBE U,

BRIREIClE. I/ 91V TDREANSEDLSWVW U7 VR EFENTWLSD
MNCFOTHFHENTEDR. BLFCEDHNUYIIERY TP/ T—3
5% (gnomAD, pLl, pRec &&E) WRAL—RICSRTEDRICHKIVIERKD
FUfco BIAE. H/I\LyIBEWVERTE T <IC lllumina Genome Viewer
THRITDCENTRETHD., REEND/\U7 U DZ 7T DDIC
wIiIBFEU,

2 | APJ-5023-240515-01-JP HEOEAENIIARICIRESNE T, 2 CORRFTEETEA.



BRIRAAHT U BiE I DIBEEDERE 97% T\
AllFES, MEBOFBLE1—ZNBRETDHE
ST —IybDN\U 7 U NERETEX T,

TIBEZE (SNV). Indel. JE—H/U7VH
(CNV). SV k% | B#E/\UP Ve ACMG 53
FEIHEV EBIRYICHRBL CREZ A,

BAEEOIvD, Al DMER I DIREIFTNT. X
BRET —IN—RDIERRICRAITONTNVFT,

BERORMTF1L— V3> U AIMERAR
[CERL. BRIALED, BHSNESROTS
AR—RRUNT— A THE TEET.

Emedgene [CKDER7ZBU T
BERTICHEOMNWIESZ
W<DBEDADICLE LT
XAl B feiFARZE5 A TN
FUIc.

2 Emedgene SEEERMIEZ DRHY

B/ tOmIRFcIFERBRO=X@EMY ThD 7 LU Emedgene
OF|R(HaTTH ?

BZ : T3vhT4— LAOBRDBLHEETHIOEICELLRTY,

Fle, FTTICHIUCBE@BEGTIUAND, HUTHEVLWXFR (A
BEBEGETHE) ZEHICI/ILI—ELTRYNTDIRE, BRI DIMERICE
DEICHRITA X7Z2A V=T DFEFIDF — LHRBICHEOTHR—MLTL
REWEUc, EBR. SEOBBRFHESZ AL c—REFHE TRV LTS
CENTELED /U VD, To—TAbOVDI\UTZ VNED T AL
H—TRETDIET, RNET A —TA OO \UTP VN ERERIICIED
CENTERUC. TDfedD. CNEFTOHRIRZENLDD., I5IC XAl DA
TERREDE EHBFINE T, &EIC. SRT—IXN—XICEUTIFHE
HICIEFEDE SN TBDEFRMTTIE Morp D7 —FX—XH Emedgene AIC
MAETNDEBVTVET, BBEDZ—XITHZS5NDKIICHRZERFIFTL
DRBBELREEATCVET,

&R Emedgene [$SROERRIFZISHU CED KR IFRZEDCST TLLOD ?
BZ : Emedgene B /c5TBHIEKEVD TIIELHERNET,

FER(IC Emedgene [FRBERERICHCITRARZE5 X TN, EEICEZRT
[CEMDFRUIc, —BEERNOICEHF. BERDEWVEERD/N\UZ VD
BEHELTRRLTCWECETY, CNICKDT. RRANTRIRRID ) B
(Segregation) B&HOIFEWT —ATHOTH. RRICEITENTEDTEN
PODFUC, Fe—BCTld. RTISA VU IICHENHDRIEHR/ U7
NPEREE />~ TO—F w2 RNA DJ\UP VDB EIEECUIc, fhflcBh
FRIRZTTOIRICIE. BEPREORRE, ZCHhOFTHINOELHEAZEEST
HICEZZFIN. Emedgene TIFNUPZVADRFRMEICEBEENESENNT
WBFIICRUFE U, RIDRRICIDIERZZMDSE LU TRELTIND
Z&B Emedgene ZAWVWDBIAHEEZSNE T, ERICHICESIUTRE
S, B CWVEBDEIFERDREANZ X AICE D TRENFREL TS
ENDIBRECEEND, FRNEEHHEDONRT S VHHRESNA. SBICE
LWLEID DWW el ETREE THHTHRICH VW THEENLE 7R 1 ZAh
AIRECTIOfAISE, BERICEBRNIGA CTED RN D HEEZFT .

HEOEAENIFRRISRESNE T, ZETCOERIFTETE A APJ-5023-240515-01-JP | 3



Emedgene [FERKRD—2 70—
ZEL FERDIUZAIVT S/ I
REZ N AT DA REMZMD
TWET,

RS Emedgene ZIUZHIVY/ LOHEICE ST HEBVEITH ?
O : iERT—o 70— DMEzZm LB ZERUE L.

RELICBIE R CIRIIELKIHARER—ATOET/ LEMTICEDHEATVE T,
EVRER, BATORIOYV—LPEYT/ AOBRKRREEUTOFAD, HitE
ENZBRICIE Emedgene DB ABREFICANTEVWERWVWET, —F5C.
Emedgene ZZH 1/ \UP VNMEIRDIcSH DY —)LDOFRFEEIERIIC, @Rz
I BIcHDTO—ZMEMITER T DICHICERUEITNETESEVGEEN
REOBADEZRY AT AICFHEHERUFT, BYEES. ASEE. R,
ZUTERNDHEBIEED, TDFEEEUTHEITS5NET. Emedgene (335
E5LWLW—ILTT, ULDL. TINVERABRICERT OIcHDRIBEFOME
THHEZEZTVET,

COEHIDORRTRENCHRDFFHIFTES
Emedgene : https://jp.illumina.com/products/by-type/
informatics-products/emedgene.html

REFEL/NEHFBREDOEET

EnSSIIREBELE. (EARTEE. KARESE.

BERUHLDEE

1IV=FHABH

BEFHETE (EhS 3&EH)

T108-0014 S|REBXZSS-36-7 =HNILI 21 E)L22BE
Tel (03)4578-2800 Fax (03)4578-2810

jp.illumina.com

Kl www.facebook.com/illuminakk

S e
FARROEAENEHRICRESNET T, BHCOERRTEF A, BRFEEAF | jp.illumina.com/tc Pub. No. APJ-5023-240515-01-JP  M-JP-00284

© 2024 lllumina, Inc. All rights reserved.

IRCOEESFUEREFE. lllumina, Inc FIEFEMEEICRBLET.
BIEBLUBRAROFMIE jp.illumina.com/company/legal.html ZTE /&0

FEEUICHARS SURLRTMEZEE T HIBADEOET.

illumina

HEOEAENIFRRISRESNE T, ZETCOERIFTETE A APJ-5023-240515-01-JP | 4


https://jp.illumina.com/
https://jp.illumina.com/content/dam/illumina-marketing/apac/japan/documents/pdf/tc.pdf?f=.html
https://jp.illumina.com/company/legal.html?mkt_tok=eyJpIjoiTWpjelkyUTRNemcwTXpNdyIsInQiOiJhKzNQcnowV2pVMmU0ZkNEdHhUQTJ4NkU3S3NPdDFLd1hGYTRYNnNxT3JzbEYzRVArNCt3bVVYOVc2VnVFNENIdnltd05LMndKQWtDWldhRVg2QStndWIxY3BBQytYYkFLVmtOOG1HZmZ1WDl4MlFSZ3VxRm10K2VmY1wvMVkxZWMifQ%3D%3D
https://jp.illumina.com/products/by-type/informatics-products/emedgene.html
https://jp.illumina.com/products/by-type/informatics-products/emedgene.html

