RAEEEIT) S EDHE NS,

- (2) TERE

i & FAk, W) X 7 3Ef s &b
3T 5 2% F U220~ 30 AU T H FEAE S

 BROEEEET bo E. MR
CRRTHBEL LI, BWHOY A F 25

ERDDH I EVEFHRITTHRES LT
Do BUEYH 2~ 3D A7 BRE ST
B b, EGEHIETHD S I &R
Z DRI EIT O HEED D 5o

F /2. WA PIFLEERS OGS (IPMIN) &
FETHERT 5 2 L0 A7, MRS &
BE LRIk D b b,
(3) i

g & B o 723 E. T3 IR AR LA %
JEERIBE WA TN B, MEAELFERET
. TFIEE SRR WS B~ — A —
(CA199°CEALRY) HENF vy EN5b
A, BOEBTERFEEEZRSIEVWILLSE
Vo JEENBE IR ZBRBESS L AT ) -2
Y EMIZE L TWADS, AR R OERAL
KXo TEHMMPERMIC RS2 E2HbE, &
NS ORI TREIFD bk < TH IR
% 5E) IR E FRD B A, EEICEEZ H
BLED, EORLGBEEZRFILAEVTSEE
LB BNS,
EAEOBRK Gk, BECTAHE I NS,
HMCTRBEOBIIH LT 53, &
# % vizdynamic CTAMETH 5, #fllH
W22 SRR 2 B Z M ECT (MDCT)
OBJCE Y, DA SWHET THRNY
BT EATRICR - TWh, BHECTIZTD
JREST O 5 W 23 TR 3k 22 M5 A 124, MRIT (MRJE
BB W% (MRCP)). 8 & Ik M HL 8
(EUS). PIHLEERY AT &3 (ERP).
PETH &2 LERXBLTHAEDE 5,
EUS®ERPTiE. fMlagelifkzZ 2179
EHWHETH 5o

DAy BRI 0s il L v R B 72205, B
OV R BT A & &, BEbh /A
BINHEICA 27 ) —= v 72470, BEZEL
THMERANANT B 2 L5, RvBRO#®
Wricksio Bbh s,

[BENERB A4 B o4 ¥ | OPERIRHERT IV
T XA 2R 217, Wiz
B & B s 2 Ed. WA E D 2
TR 5. R HE & WS WG E
& YIRS 2 47 o 7o B I B L SRk 2 1T 9
DPEEERTH 5o WAL s
Wik, bEERak S L IRtk 253 IR
W%, BTV ThowicBnwTd T
BARER20, RIKRBR~OSIN S BRI
ELTERTHULEND S, ARICBITBIH
FRARBRDEHRICE LT3, B ASANGEE ~
¥ —BARNEERE VI~ DR —AR—=Y
(http://ganjohojp/) 7 EHEIZIL D,

(1) ST
(Stage 1. I, W, Na®—)
EREELRAD T, BEZRERBEO ZW

H2 BHEREO7ILIUXL

l cStage I, I, I l } cStage Na—l I cStage Vb ]

| omseae || e

[Mﬂ:;ma || 4@&%@;&1 ﬂ:wﬁaxvll 8s0 |

A4

lﬁ%ﬁﬁ

BSC : best supportive care
Stage R 8 IZJPSIEEEIRLVRIVECIRIC &£ %,

(B ARBIE S MBI 1 F 5 £ YHETRAR, 2009)

i
mm | 573 | 2013 &l
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A

BIDSHE IR ONGR L 5, BB ORE
PRI E L U2 ds, B APHE %R
ST ENDHBID, BREE LI TIT)
CEDEE L, A0 TIEKERE BT TR R
AT b, FOEHKIZT v ¥ o Lk
B (RCT) WTHESNT

MBI D A TIERFEDNH 5 2 &2 HHiB)
PO AR EIRENICITDRTED.,
FNOLORNPTH. MBMILERIEIL T
WEICHRLDZ EPEBORCTIZTIEH &
nizo Ay 5 ¥ VIERE (GEM) 2L 5
WRMBIREIRIF LR L REEER L
e, BEERLBRIGBEINLTBEY.,
20134E 12X BEODTS1 (S1) OFEIKE
PR S Nz
(2) EFETIE (Stage Wa®h—EE)

B 5 2 2 @ FRIR B 1L RO vt IREEHE
D72 DI R RO = & & JFRTEAT
LR, RCTICTEMMEIREN 2L
2EENIE L ATh LTV B A5, (LSS R
BEOFREDIRESN TS, ThHB
WL 2o TW5B, 22751, LEEREHERRE
AMEEERE L D BENRTWBE I ER2RT T4
BIVYF AR SHRELMITRER
BEroTWh, -
(3) BEHEEE (Stage Nh)

S RENBRIFHER. (LFREELE
BRTh b {LEFEFEORIRPICE L T,
RCTIZ TR RAFE & 1L72GEM 234 <
FHISNhTWS, GEM+xZrvuoF=7ik
GEMX ) 3 FHNFRIFTH S EHRCTT
AN, WEEPHFHVRELS do

[(BEm]

L h, GEMEHIE & #b 5 E D
Wi Zo T, HARANTIZBS% IZHY
R BRD NIz &b, To%Em
LB IRBREEIRD DN T W5,

ZOM, HAETESIMEH SN Tw 3,
EITREEZ N RICHAR LGB CTEBI N
GESTRIE T, GEM +S-1DEM M I3R &
Nzroeb DD, GEMIZNT 5S-1HH 0
e HIXREE S iz,

UEXY, #EREBERED L IZRFHET
JoE O W 60 Bl AL FR R AT O B, GEM,
GEM+xIvuF =7, SAPTEF Rk
SVRIREE LTET N, BEORER
FE, FBREOHBICETVWTEIREh Ty
5o B, ENORCTTCESMEIREN
72 FOLFIRINOX # i % GEM + Abraxane ff
AR, DARETIRBRARATHY . W
KRB ETHTH 5,

YRR & ATl B (LAt itk & 2V 72 e R

FOEFHBEFIE (MST) 1320~244 A,

S EEFRIZ23~30%. TLEFERALERET
PR 2 T - BT EAT R B OMSTIX
13~164 A {bFEE % 20 7o R s B
BHEOMSTIZ 7 ~107 B L ES N T A,
BB 2O 5 FAEFFILE BREEICTE
T RBCELTIMERRLVWEWDE S %
BV, BERHRBOERITEVERLT
OMSTIEHE L20dH %,

@ HARMESBERZRTA ¥ 74 VUFTRRE i AR ED CBEBRV A F I 4 V20004, &R

&, 3R, 2009.

i
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I -T2
TE—K RBEHE =%HER

BN HARR 5 -8Rk BERERE Y — MU AV—2a bt VU —F 58

T LTA FIE—IEEER (SNV) B ZENITED DY —ILE LUTHESN 2T IV YUY ~0 T
VIV IGFBERACITONALDICED, SHOIOERDGEEFDESEEBELFORE. FICHAT/
LOFRICHBVWTHADTEREEDDDSDH. S5, COFEESSICHEMITERTDHICEF, KIV
YUVEESNEREED SHE U/ ADNAGEBFIAL TWKBEDN DD, T IV~
TV (WXS) DEBRZEHREIZFROTETL, SBROFECDVWTEHRETD.

TU®IC

WHADNA V=27 v+ —(NGS) DEFICLY, /o) y—r Y
TV OREEREMCH L, BHRIEDOF ) AT A FORELENE
A LRV TAT AR I ol THLTEHELND IS—VFVF )
K F =3 DEBTEHERTH B, L) bTRBEOERRESCEREME
(DH )T ) ICHDbLBEEFORBICIEELO THANLEY - VR b,
EEMEEEETFOBERICE BRELEFEORBRILATHY, Tne
NI N—T OV T VHEPENEEEERRREIBONLZEEESIC
BEEsND L3z, € hoes ) A30FEEZICOWTESERERE A
TR T A ATB Y 358, Y= IV ABHO vy b TTOE
BT AR, BENZIA N, KA PPOEEOERIE, 3EAL
DG L s TERFERAD 2N —FVE LT BIZEP 5.

— 5, XA ETE YN ER I FT BV VERIEBLE1%,
3,000 5 EICAHY L, & EEICE U AL BRI AR CEER
B LWBENIVEVEFEENE., I—F4 VTV VIR 2%
BRI ORMEINGSOBHH 5T TIid ol HdSA, KBEFAEILL
BUCDWT, HAMRR I 2 AL A B % RN CFE L7235 13 2007
12 Vogelstein D7 V— 72k o THENRTWAE Y, Hoiie MERET
DaA—F4 v F Ty PCRTEIEL, VY A —ETERIIEREZ T
7o, MR SEEEIHLVVRVILCERREREESREKA LI Y TL
7o A5 A FRRT, $8LLHAY . -0 ERK (landscape) 72 &0 L
7o, FRERABIC, FOIROBREEES OB L2H T BV, KRR

#1 UV T UDNADERHBY -5 T
Y—TEINERETHET.

#2 BEUIDNAY — O T 2SIy
Ya—57073 VERVWTHERER
FHTHIRT.




B E WENBIRORDDT / LDNAY—X

« target - target
WGS - WXS - farget WGS - WXS - target WGS - WXS - target
WGS - WXS - target WGS - WXS - target WGS - WXS - target
WGS - WXS - target WGS - WXS - target WGS - WXS - target
- target

DNADGRE

- target - target

m@ DNAZ (ng)

WGS ; &4/ LY—TIVR, WS RIVYVY—YI VR target ; 8—5 v bFv TFr—I—UITUZ,
27 KEflORESY, JL—F  H®ETL.

RINERMIATRECE)HB L T o MBEOLREZER L. Y UF
VT ATREVEZRCH LT S ERFEO LD/~ b 2EL L0
MR IEVHIBEBFIRAZ. S TVRAErL Y-V Y TOBICE
NEEZ L DAFPLEE SO0, EHOE L OFERMPE LR VT Wz
kI 7ol FRSoDLTPEETBEFY -7 -2 —fkL, &
MICHZT20094E12 7 — 7y b x 7F v — i P PRREND, BAY ) RBI—TohsrTFe—

/LA EORFEOREENATUTA
A0 BWE 2 ES ST ZNARBRAICHENIEMEEEL D L ICHSES T Bk TRETISE V—
RECERL, 7/ 2A0EMROAL LT —ROFAZTLFHIT 5N TELAFR T EORENS,
I ot KETE, €7V VYT I VADERIIOWT, £F%
LAEIAT o T 2B ABRBAEEED Y 7 ADNAEZ B W5 FEIZDOW
THENT 5.

1.7 LDNA®DY—2R

&4 ) 5 —27 TV A (whole genome sequencing : WGS), £x27V
¥ ¥ —2 1. A (whole exon sequencing ; WXS) Wi HIZBWTH, $HE
L2557 ADNADY — AL LTAMER 25, BIReho7¥ 4 v
PHETHRERERTH S (F1). MBREE - RECH) Atedz
, TRANTHRBHEFTE L2 T Mbo TV RBEDODNAYKE
(10 p el b)) IcHETSME, Fhicz Lo ik, Lal, 204
W T R TEDLDE, MBRARKENALE "BENA" DBE,
BB E DS WERIRRA, 451, MREELHEDTICDNAHMD T 8
REEEAEL b L RBRBICHBEARL T CIORAER TR LY/ (snap
frozen) #EHIE SN 5. L

ERA A SAMB O TRES L TWE DI TR, ek
T ) ORI D AR OIE 2, AR, MR, I - U v NE
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LMD

MR T A MR THE L LTO e THEET A (I1A). A%%R
T2 R, BRI T2 b 2w s, PSAMB AR U722 Hlig
R BERT LB, oL REEHED T A DNA OEYIE
WA 2 7S5y FELTERELTLS.

NS DOMBEERERT L0 757 VP EFVERHVWLNRS. ¥
/757 PEFVTEEMROMEZ BT, KEDDNA 4 5121338
BIZRFHETH LD, WhAth, FHEQZEPREIE, LTFLLTA
TOPAEBPEEL VI &, ZThICEEL T, BHEABFO—ED
U— YDAV TATHEL, TOMBRIBITIEET 70— 0ORY
(MU E M, microheterogenity) & L TWhWBENLR ED
ML H 5.

HREHRED 5 Wi ST 74 VA LR S~10 u mDEEIZATA
A L CRiEdtt 2 fTv, BEEE T T AMBE O A % BEIRIICENT 5 L —
Yo fraF s vay (LMD) b LIELIZAVWORE. HL v X
DHICEHTO LV —F—2 BB EE, HE2HELL20OH- 2EF 2 Y
DTSR E L, MBENOA Y- FERRIC L7 &
#5137 ) LDNA DKL DR A F ) —IVEEEAT o 72Hids A O Fifi
EADLMD 24T- 72 (K1B). $ugn s/ L DNABIUIILEZE+
mg DR E EINT 512, EES10 u mD AT A AEFHS ~10MERED
ETHY, 1MEOMBICEBFESZD ML -V P 2RI EMPRE
B2 RA THEE» OB 2 E L7, SRNOEEORTERAT
MRAEINTE 52 L, FICFAMBICBIT AN E®REZERT S
ERELBFETHED, FRICPPEFNEERETAHE, BEHELTEI:
¥ER, BTRMEOBFoY Yy FVAEE LTI, BECIEELVYED
ZVEEDEBLE R,

BAEBEHEDF ) APBELEY Y IVT, FOREZFELRD
AFEZEDERENTVWAY, FI4, Txv PNAFOTERSESHE L L

B BE AAEBRODNAMEE S

H(EEHLA) A & L—
-84t 3
(LMD) sy DM A4EHE (B)

A IRARER (B) IS ROIEEF RO

BENBEDICHAELTOLE.

- BB OB AMIIED G E BMET TEIR
gt L, 7/ LERFICBLS.

#4 B/ISTRETIV

BEDSEOHINICEEFEEES
FEARE (severe combined immuno-
deficiency ; SCID) T 2B UL IFR—
TORICHEAEL, FORICEFNDHTE
{EUTED AR+ BT DR DEERN
THESE, ZTHhoT9HB0S /A
DNAZEING 2HETH3. M
A$RORE FICEPTEH BT NS00
—HRAYEDS, BRERICRA T M
T SCIDTORDBRANBIE
BRRIGRIENSHE, BEOEHEICED
THLIETHEDRSNS? .




KEHAEEE 10%AILTY

248HEEE
TERE SNV—EZE
1.00 ‘ e h —
T mEEE -
0.80 by Total:17740 .~
: 0.60 T A \
N RRER ~\ —TT7E 681 4 17059
Z a0 f (3.8%)
R N\
\
020 N
0.00 1 . AN ' . e
1 10 100 1000 - e
Depth

B2 REBIEAR, FFPEAZAEEDNAIZK 5 WXS DEEE

SureSelect Human All Exon 50Mb Kit
4 JV 2 FHiSeq2000
NFIY K- K76bp

FFPE

Total; 17548

. 489
“(2 8%)

KEEHABEE TS L TERIEER, FFPEERE/ERL, WXSE{Toft. FFPEEREMRONAL S & RERAME¥

DNA EEZEDOREEDY —7 TV ANTETE Y, BHThEERO—RRLELH TR O

ETHAb.

WA, mﬁ%&ﬁ“i@ﬁﬁ{fﬁ#/Aﬁ@ﬁL& TEEIIODVWTEZ
7w, BEESAS ) A3V —3 7 4 (International Cancer Genome
Consortium ; ICGC) *57322'_@7U\/17 b T, FEEEELRZ S A
VAL LTHELTWAbDHE W, L L, R, HkTHM
BEAZFZELTEEL TS EZARRLTELE %L, FRTHFRA
BICRETT R 2 R V<) VEE/ST 7 4~ A3 (formalin-fixed paraffin-
embedded ; FFPE) 70 v 7 & LTREST 50—k TH 5. FFPER
KODNADY ) MEFICHETENE, FEPLIPABEICINT 5 KE
MO L, BEOKBEREIChI o TERELZITIER 52 WifE
EBWT, $TRINESATVAERER:E, BEBFHREMEAEDEL
& TR H (retrospective) ZEMTAST RE & 72 D AEBRICHF BN R Z LK TE
3. 7275, FFPEERFOZEL, MEEET TICELA X7 LT —EID
L BMRERe RV Y VA REWIC X BbERN RS BRTAL FVw
VUL ABEBE Y YR sBREEDI TR v DIz, DNAAKE
FEOREELTRAET, ¥ o F—BFEIXEILFA VI M Y—=T TV AD
BRICEHEEIC o TRz, F2Rkv Y YIZE o T/ ADNAKAEL B4
TRy — 2 2V ADT—F4 772 POBRRICRLZEEFINTY

299 HEELOINETTORBRTD, FFPEERP LB LT/ 2
DNA # AT, 300EMUEDF A L7 by =2 2V ARTHIDII, 1T L

*#5 ICGC
http://www.icgc.org/
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A ERTREFE 2729

L# L, FFPEEARBEDNA O {biE, & A UEOY -7 x>
e BTEE L PEICHCTOAL VI FHOY AT AD LI, T
A DNA %200~ 3008l b LTy —2 oy ARG EAT ) Braitid
ZRFERERTFTAY Y ME R b TEEvrEEL. T2, K
) YEEIREY T—F 4 77 7 FOEBEERIZS ) AL YT A
EULARTTHL VP IZVADTNEERRE(HETHIENTES
WXS DMt A& — D7) ADNAD I —¥Nd s REMHRTEN
3 EEICHLEREINS T VY ARERTIE, ERT VVOBRBRRE
CHBEDSELL EEZ BN, b b, FFPESEARZREDNA
W WXSIE+4uEE7 L RAAT, 7Y VY o SureSelect
THuman All Exon 50Mb Kit & 4 v 3 %@ HiSeq2000 % #fF LT, AT
RRATWD. FHIRBRET 2508 L CHREA L FFPEEAZ R L,
FIREIC AT A A LMD 12 X - THI L7278, WXS 247 o 7= T i mE T
1%, FEPEEABEDNA DS TY BIF 2 Y —2 TV ADWRTH Y, Hill
| 7-—3E 325 R (single nucleotide variation : SNV) D785 — ¥ HEIC
—FH L7 ("2). ShieEER LTEL0TREMAZYS, BHFA
Bhget v & — BRI - B8 & W BB O & BBl LA
FTBY, ThETOLIARIFREEZHTWA. FFPERARRDNA
I WGES AT TH o7& T HHETTTICH Y, Broad Institute ®
BGI%, FFPEEAHBEDNA R HVies /) AN OZHEZFEERL TS
W, Lier ) AT A ROERBIFST R Y T Vidvo £ ) D% b i
FEEns.

WXSIZHELDNABIZOWTHhTBE 2w, F—F v bFx 7
Fr—OFy FT, BIFCLEZDNADA Y — FEIXF3~10 4 g & BE
SNTVE ZOBREIITHIRITHILNTESD, ER O F
Z =) HROWXS %2 &, Zhd EROBERFAY / AFEICEWTER
BTy oy =l h, EELOEBTIIAEDNAEY L u gl b L
T HEIEL RN, SHICZOEERRES LT100ngbDAY —
R ASHREIC 2 IS, AR OFIA S BENICRoTL A AF—FD
DNABRFDBROIY VY VERWETO—T DN TN FAE—T 3
Y ORNEAERTAOICEER L E L OIS, 1S ) ODDNAED
100ng TH-Th, 4 ¥ Fv 7 ARFI R Lz i Bk R L7
D, 4 KR (Y=< T IV EY v FHO SeqPlex DNA Amplification
Kt ¥) ok oTod =7y b3 7F ¥ —DBEOBRDNAEZHERT S C
& TIRIRT S DUBREND 5.




B&2 mREIN

us coding sequence) ; http://www.ncbi.nim.nih.gov/CCDS/CedsBrowse.cgi,
miRBase (the microRNA database) ; http://www.mirbase.org/

O.5—=5y b+ TFv—<&
V=0T ARGEBROBh

B, £0—F4 Y717V Y EF Y TFr—F 2%y MI3HAHTHR
ENTWE, FREFROBHIIR2IORTEBYTHS. -7y bFxT
FX—IAVABEN T U -7 T VLY M TIERNATHHDIINL
0yatt, A VIFHIEDNATHAIE, Fr7Fr—3 5N LT

BWHOTO—THRER o THN—LTVETILY ML, By a0y 27

AMIHL, ANVIFHOIYATFATIE, Tu—TOEBE £ ICEEEHS
NTWABIERELMESATHAE. 1272L, v T F¥y—35a—74 V7
IV vON—=V gy, F2IRICMATmiccoRNADY —7y b &Y,
gﬁ%%ﬁ@%@k%@bﬁés#ﬁﬁﬁﬁ&ﬂ?)?Aﬁﬁavﬁﬁa
£ZHITZIEREOANY 7R LTWA, HROEHMEAZRGLTF Y7
%%~$l0y—&lyx%ﬁ5fﬂ—ﬁ~bv-7lxz b & ENE
NIBLTwa, oy FERBRLAXERO S 2050, EE5 52 F LY
VI OWTT VLY Mt Y aHoxFy 7 Fr—F v PTWXS %
Tol BT, 7/ 274 FTSNVZRHET2BNICEERERERE
WidHhWE W) DPFEELRBEETH 5.

XX TFr—BDY—TILVADT Ty b T —AbEHTHRENT
WD ORIEIZFETE 5. EES51E, HiSeq000 Y A F 2% HW, v
FF e —FBOY YT NETO—L NI L=V E 1V Y TIVTETLT,
SEHANL v VX100 EEHEELTWAE. BRO XS ICEFERINESR -
SHOBHATH ALy VHIEL TH TWHAEITE, 1 VI FHDOMiSeq %
PR by TROY— 7 T —THBITIITETH 5.

BAFICLELR AN Ly VIZonT, FIA M) —OHBEZEIZEIY v —
S IVAFDOLDOOEBEREAELELTEY, EHERFIER - ZRDEATIC
B0 ~45 X BES—BEICHWLNTWS., 2721, PAT /LD
B ZERE R ORIF OBAL, AR HEELZLEZEZERLT, RETY
75 x Pk, TERIT150 X PLEZRERL 2.
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Indel#H
HABRWXS
,L BWA(T v E> )

SAMtools (754 A2 b) SAMtools (74 X 2 B)

GATK Unified Genotyper (SNVII—JL)

UGS inar gatbri 195D £ 7

Pyt gt F g —=60
pAN—ZXTF )74 —=30

P -minFraction 0.05*

GATK Indel Genotyper V2 (Indel=1 —JV)

PIEFE X 07250

GATK &3 5 # B PerlScriptic & %
NG A—BF 0 -2
a)ChSvw vk

NGA—BFa—=2Y
a)CDSww T

GATK & #EH & Jli B PerlScriptic £ %

b) 7 3 /BB R I 3 METEROE A b) BEHindelf&x
c) BEAISNPRRZE C)IENABBWXSTF — 2ty hEFIAEL I
) FEHABBWXSF — 2t FEFIEL & £ FEHR RS Indelfr

TR RTISNVERE

B>k 7I1 A2 b

Ref . :TCATACCCACCTACCATGA
Read: TCATACCACCTACC- -~~~
Read: ~-CATACCACCTACCA-~-
Read: ---ATACCACCTACCAT-~
Read:--~--TACCACCTACCATG-
ACCACCTACCATGA

Bl Zrvrwsaxst

Ref . : TCATACCCACCTACCATGA
Read: TCATACC-ACCTACC- ~ -~
Read: -CATACC-ACCTACCA- - -
Read: - -ATACC-ACCTACCAT- -
Read: - - -TACC-ACCTACCATG-
Read: - --~Acc-ACCTACCATGA

Bl [E3 WXSITHITFBSNY & Indel gt 70— (A) &
indel BB LTc 754 A2 P& > TELCBHE - SNVHIEDEHE (B)

BTGy —o TYAY— FICBWTEIEFRA Y 77 LY AEFIEBH 2T A4S, (DS a—7 1 > Jads.

Ve s LY AT — Y BBBOMBO 7 T —Il0WT, EFLITo TV A
bOFRMEIICRYT. EEHIZY 77 VY ARFINDT v ¥V TIZBWA
(Burrows-Wheeler Aligner) *®, 288 3 — 112 GATK (Genome Analysis
Toolkit) *" #HWTHED, BIZGATK DT A= Fa—= Y JITIFHEE
LTWh, WA ) AOBHOBIZIE, KRASREGFR%Z EZHEDIFAT
EROKY PARY PFHLPICR o TV AEHFICOVWTH L LOT Y
W= =2 Ty A%FW, GATKIZ L AEEI—-VEDORREZHERL, &
Btk (v T CEREY, BH Y- TV ATERERE) PRV
WL TWa, $/ BERI—VENLZBERICOWTET Yy EY 7T —
% % GenomeStudio *®% IGV (Integrative Genomics Viewer) "° % £®
F AT T IFETERREE, BRESELRWATI AT EZREL TR,
GATK® 712 F » EIndel ZEBETICT v ¥V 7 ThNIERT,

* 6 BWA
http://bio-bwa.sourceforge.net/

#7 GATK
http://www.broadinstitute.org/gatk/

* 8 GenomeStudio
http://www.illumina.com/software/
genomestudio_software.limn

#91GV
http://www.broadinstitute.org/igv/




77 LY AR EDTNERSTSNVELTHHBLTLE) 2 LD
5 (HF3). ThEB 72912 GATK Indel Genotyper V2T, I—v®D
s Cindel S E NS, indel "B LHEEERLTHELT 74 A
v %479 (realignment) & 7Y 3 VEEEL TS, £H 51 Indel %
EELTTIAA Y P2 ToBEICE, 120y =7 YA — FHRIZ
BHOSNVEFETALIIICHESINAZ LEZHFILE T, SNV LE
a— VEREFTUANEY 7 7 L v ZEH & —3FK T 5 (perfect match)
) — FZ2BATSNVI-VOBEZEDTRS. INLOIRIZLoT,
BT VM — B OB THEE (51— 27 2V A TSNV EHELAD
DD L, FUH—ETHRETEEA)1395% L L, —EHES I (SNP)
7L A4 EORBTERE (SNP7 LA TRESNAEZEDH B, $FIT—7
IV ATSNVEHELZDD) IE85%ULOEEE 2o TwE. NF X —
FFa—ZrFIlBNT, RELEEER N —FF70BRICHE I L
BE V. LVRREN R TSI LORBITEICHELNL TS,

HHhUIC

DA NEPTTICS S AT4 FOBFFT L FEE LTETEES L
7~WXSTH 2, ZEDANT ) Aty y — 2 18ED 720 E+HHOM
BTWGSZRETEZHERTE, IAMEDAY v MIZRITEDA ~
NI MRl o TWADDEETHH. —7F, BEEFAERTHK
WCH ST o TE - RBAERE, SMICEIFRFIA N —RETE
RO Y, BAOWXSOYAF A TEFIETERWESHL M
HoTE&RY, 4HBEIF—Fy I dFx 7F ¥y —FEORR, ThbblHo7
SmE L VROTEECRINI TR 24, ¥V 7 VT Ly 7" PO BREE
FTDF—YT Iy FPREVER EZFE LA, BREESNOIGH
B EEBERLTWLENHLEEZ TS,

(@]
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