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(4]
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No. 351:3? 0 PR REEAE %Ds%géﬂ: ZERETLUIEE || ERFREYES : Clinvar ERFREYESR : COSMIC
2R B
1 ARIDIA 1p36.11 €.3605G>A 326/1,294 DB ehogenic
NM_006015 chrl:26772877 p.R1202Q (25.2%) (score0.91) g
2 ARIDIA 1p36.11 €.4005-1G>A 319/1,301
NM_006015 chr1:26773801 (24.5%)
3 CTNNA1 5q31.2 5 412/1,501 Fovsimn S CosTL % .
3 * 840285: Conflictin; COSV57077911: Pathogenic
NM_001903 chr5:138810097 6 p-R121 (27.4%) interpretations ofg (score 0.86) g
pathogenicity
4 EGFR 7p112 .2236_2250del  417/850 cosm(—x ) o
NM. 005228 chr7:55174772 p.ETA6_AT50del  (49.1%) Llo2ugiathoe=nic COBETEERNE
8 73 BB (CDSELF—R) CodVEisanT6e
45233: Likely pathogenic :n/a
(c.2232_2249delinsAAA) (c.2232_2249delinsAAA)
163343: Uncertain ORIk
significance (c:2235_2249del)
(c.2235_2249del)
5 KRAS 12p12.1 .35G>A 131/2,423 cosa ) cosait—s )
: Pathogenic COSV55497369: Pathogenic
NM__033360 chr12:25245350 p.G12D (5.4%) 8 (score 0.98) 8
7S BB (CDSEILF—K)
COSV55865099: n/a
(c.35_36inv)
6 NOTCH2 1p12 €.3995G>A 329/1,432 cosat—3 )
134973: Uncertain
NM._ 024408 chrl:119926509  p.R1332H (23.0%) Siomificanea
RIERFED R Y ARy FER
No. iET:E? 0 U REEOE gbs%géﬂg ZERTLIIEE  EREREIER : Clinvar ERFREYE SR : COSMIC
IR =
1 NRAS 1p13.2 €.35G>C 108/3,980 osm-m L COSEfL—x )
A : genic/Likely COSV54736555: Pathogenic
NM_002524 chr1:114716126 p.G12A (2.7%) pathogenic (score 0.93)
2 PIK3CA SgnED SR 63/1,502 §$E%§agéatho enic 82)%\%;%73276' Pathogenic
NM_006218 chr3:179203765  p.N345K (4.2%) ey (score0.95) ¢

73 JBE(—H (COSELF—H)
376051: Likely pathogenic
(c.1035T>G)
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HRAR Y 2 S HERM TMB(mut/Mb)
GERBZRH) 51 TE)

DNABMIERNSEEDOHEEREESNEEA.

°C ~
—_
92.31553_**“/\9 >
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E
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) BEER/(Y—VETMBR A7 D 8mut/MbU EDHZHRICRESNET o
DNABITERNSEBOBAITRES NI Ao

@ ExEETERE (TMB)
TMBIE. EBMIIC ARG T EROBE100FEEN 1D DERETRUET, GenMineTOP T, JERHEL
ROHDERY T,

© EEER/ Y-

EEBMOT R, EEOBFAEEZETZEC>A.CO>G. COT.T>A T>CL T>GD6/F—VEBDE T, E5(C,
ZRORZDERLSHIICTEEDBR/INY —VEEH LI S713 BERV I RFr—EbFENTVWEY, 2DE
By Fv—EEDPADANZZALICE>TEHIR /NI —ERTED S, BNADBRHMEYAEBEASHDEEICE
UDEEZSNTVWET 2, FIZIFEMR (UV) BRBIZ. VMV ERTPI /LT EIETCSTERETETEVIR
Fr—EZELEEET, COEOIBVTRFr—BRENAETERUET, DEDERERENANIDODUVY I RFv—%
RTBAEIF. RENADEBEVWSKEFRREDOZKZ Y R— NI 2BHRERDET,

" Alexandrov LB et al. The repertoire of mutational signatures in human cancer. Nature 2020; 578:94-101
2 Alexandrov LB et al. Mutational signatures : the patterns of somatic mutations hidden in cancer genomes. Current Opinion in Genetics
& Development 2014; 24:52-60
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(1) 24 E-HRE GEEFEMD

No.  EEF- REEE BE aE—# (1AxHE)

rS5>Y251F KD

1 EGFR 7pl1.2 g 6.3
NM_005228 chr7:55019017-55211628

2 MET 7q31.2 1] 43
NM_001127500 chr7:116672196-116798377

3 MDM2 12q15 1] 6.7
NM_002392 chr12:68808172-68845544

DNABITERNSEBOBRITRES NI Ao

AE—HEFR. FEBHROY/LAOIE—HE2EBELTEEMEOIE—HZEL L. LTOWTNIDREE
FTHDICDOWT M—FILIE—HZEBELTRELE T, BRUADIE—HEEFIREIRATT,

dE—#HM 6O EDBZE

EBRARNERDSSVWEGRFICOWT, AE—#HD4U LDBHE

o AE—-#EE (GEEFHND)
AE—HIIEESMHIECESMHEDOU - NREL - RO SE G FREUTERL, BEEHEShGEGFIC
DWTC FFEBHROIE—HZ2L UIceEDEMEZRTUE T, BEXRICLIZMERILTREDXEA
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3. RNAR#T

ComprehensivelLik— b3 > 7L

3. RNAfZHRT
.1 MEEEF

No.  BAEEF

a8 .
S22V FHID

1 CCDC6-RET
NM_005436-NM_020975

2 EML4-ALK
NM_019063-NM_004304

3 ETV6-NTRK3
NM_001987-ENST00000394480

32TV ARFVEVT
No. BEF -
5229 UZFRID

1 EGFR
NM_005228

2 MET
NM_000245

2]

©

REEUE WAL U—r¥
(FETIVYIZTVOYIE)
10g21.2-10q11.21 exon 1/9 - exon 12/20 105
chr10:59906122 - chr10:43116584 (1,684 - 188)
2p21-2p23.2 exon 13/23 - exon 20/29 51
chr2:42295516 - chr2:29223528 (1,527 - 50)
12p13.2-15q25.3 exon 5/8 - exon 15/19 49
chr12:11869969 - chr15:87940753 (2,203-9)
REEUE EEREERAL U—r¥
(BUTOVVIRIVY IR
7pll.2-7pll.2 exon 1/28 - exon 8/28 34
chr7:55019365 - chr7:55155830 (11-18)
7931.2-7q31.2 exon 13/21 - exon 15/21 71
chr7:116771654 - chr7:116774881 (exon 14 skipping) (44 - 49)
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3.1 fi&EEF
RAEECTORLIEX EREGTFZABICKRIELTED (5=3DE) . RLSNZELTOIEICEEEYOREHNIEET
WaZexrRULETD,

@ xenmE
REHIEREEEYICH I BRABULOT/ LRIy 3V ERLTNET,

© mamil (FUTIVY/2TIVIH)
BLRFOMEEOIIY VEATHENRETVWSINZRLTVET,
(5] : CCDC6-RETDexon1/9-exon12/20i&. CCDC6DIEB 2TV Y > D1FEBEERETD20MEH 2TV Y > D
REBDE TOREMREENTVWS I EEZRLTVWET, )

(3 PERE

BEFRAEXHTS BAREELVE) U—RET. Ay IRRZNZNOIS Y Y BETOBHER Y — YT,
3.2I9YVRFVEVY
RNADSBREE NI TYY Y ZEYEY S, DNALTIZY Y ZDEDHREBLTNSHDE, ATTAAYA MCRED

BETWEHDODOXFIFEDS EE55HTIY VY AFvEYTELTRELTVWET,
IUYVRFYE YT #RET DN RELEFIEBRAF. CTNNBI. EGFR. ERBB2(HER2). METD 52T,

O »exuE
SEITY Y Y OYMTER I E 3 ETY Y > OYIMERERD S/ LRI 3V 2 RUTVET,

© =B (FUTIVY/2TIVIH)
EELTWB IV UNEEHINED,
BN 28D o NHDITIY V2-THRF Yy T ENBI5E IXexonl/28-exon8/28 L L&)

(6 WERS™

FEEIBOY—REERL, AYIRRZEFNZTNROIIY VERH TOFER) — R T,
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ComprehensivelLik— b3 > 7L

3. RNAR#T

%f%@%)wﬁﬁﬁ P
GenMineTOP BA%S / L7771 1) 49 > X7 s ComprehensiveL7R—
@33 REFRE
No. BT TPM %E#/Bg;{%);PM U—F# ﬁ{i?ﬁﬁi7ﬂ‘y ) - e
1 ALK 9.4 18.1/21.3 739 S e
2 BRCA1 136.7 21.6/3L4 19,474 ol
3 BRCA2 150.2 13.4/28.1 23,794 - -
4 CD274(PD-L1) 189.4 45.7/90.7 2,554 -
5 CDK4 894.8 396.5/184.5 12,606
6 EGFR 11,869.1 558.7/1,167.0 771,000 L
7 ERBB2(HER2) 27.1 4419/457.2 1,694 -l —
8 ESRI(ER) 73 63.5/147.3 210 L S
9 FGFRI1 302.6 880.6/669.3 14,588 — | g
10 FGFR2 0.5 426.4/359.2 24 A -
11 FGFR3 7.1 1453/170.5 1,201 e
12 KIT 0.2 168.8/172.5 7 b
13 MDM2 3,260.3 439.2/141.1 79,929 o
14 MET 9,706.7 138.7/101.7 8,470 —ll d
15 MLH1 3317 186.4/91.5 12,513 — @
16 MSH2 197.4 127.6/84.0 9,386 —_—
17 MSH6 267.3 140.2/86.6 28,029 -
18 MYC 494.0 293.0/406.3 33,461 g
19 NTRK1 305 41.3/176.0 1,252 T
20 NTRK2 30.0 1,122.2/1,536.4 1,221 e
21 NTRK3 3.8 312.3/367.3 194 ]
22 PDGFRA 0.1 379.1/345.8 4 ) — el
23 PDGFRB 7.0 613.6/515.2 358 .o t—
24 PGR 0.0 66.0/217.8 0 — —
25 RET 17.6 89.6/196.0 1,077 e
26 ROS1 16.5 12.4/38.0 1,791 [T oo
27 TERT 6.2 25/4.8 323 o
100 102 0%k

BREEEE I /BT

LAR—~ERLH 2024/04/17

LAR—bkT7#+—<w bVer. 1.0

Page 4/7

RNABIERNSEBOBRIFRES NI Ao
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@ E=7RuE
BIEFRIREETPM (Transcript per Million: MEEENZ100E LB O UXETTFOEHEEEYDE) T
LENFT, GenMineTOPTIFBITN ROELGFEZF VY 7 F v — LRI L>TEMULTHAETZD T, TITDTPM
FMtbD 7R (MRNAseqiR E) THESNIBEERBRITZI LI TERRA. EERBTOTPMO T /R E
E.mRESN TWARERSBOEEEBHEEDODRNAZAWCHEEDORBEEERLTWET, NABEICHIL LUFEES
TOEEBEBOBTIEBVWCLICSERLLES W, BEFREE/OY NI EEEBTOTPMOX #92%H Z /A

UG DTPMOENFRADZEIFI04U ETH>TccEERLTWEYS, (FlEUTAEREGFR)

AV TOVRDRA

NAAVYTAY MG EXARNT SLZERNICKRIE LR T, EOLYY (RKE. S/IVE) ERDHZMBIENT

EEER
DHNEELTVWBEOIBIBRIADESICRD RHICREOHHZHEHIFBOLSICRRENET,
E5DENKREVERRCOLSICRENBIESRRINET,

6 > A FBELTWD
———T B
b B R>TW3

\> C E5oEAKREN
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ComprehensivelLik— b3 > 7L

4. DNABMh : ZRRFRR (EJEMEERININITFVN)

EFEEG B/EHBIID
I ey B | %51 PA-00123

GenMineTOP B'A7 / L7771 1) >4 > X7 s Comprehensive L R— k

(1) 4. ZRMFRR (E5EHBRRFIND 72 F)

No. BEF - REHMUE CDSZEAL * NUTE ERFRAYES : Clinvar ERFREYES : Ambry SNBF=&a= 2
FS5>Y2HUFHID TI/BEL  TLIVEE
1 BRCA2 13g13.1 ¢.8023A>G i CDSEAE— : 1000G:N/A
NM__000059 chr13:32363225  p.A267SV  (ior 52475: Pathogenic ToMMo:0.010%
- s HGVD:N/A
108/205
(52.7%)
2 RB1 13q14.2 c.306T>A ;1?57?72 1000G:N/A
NM_000321 chr13:48342640 p.C102* (47.0%) ToMMo:N/A
- s HGVD:N/A
108/205
(52.7%)
3 TP53 17p13.1 cAT3G>T R CoSRA—M . COSRIE—M 1000G:N/A
NM 000546 chri7:7675139 p.RI58L 1,2300/1,238 5{8248. Pathogenic Pathogenic ToMMo:N/A
|_| (99.4%) 73 BB (CDSE{LF—E) .
el 568285: Pathogenic/Likely HGVD:N/A
794/795 pathogenic
(99.9%) (c.473_474delinsTT)

REEE

MEWREBDL0EGLTFO—EBEBRRMBEDEA/RKDSE, ClinVar®Ambry Genetics Corporationic & D
K. BEEINTWST—9X—2TPathogenict L IFLikely Pathogenicll LD EFZN H 2B EDHHRELFT,
NAMFEETF DB EIENUll variant (FY Y RER - A TSA AYANEE - JL—ALAY T EE -HBRIRYOIIRT
vayv) bBELVET,
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o ZRHFRR (E5EHERIVINIT VR)
FEERME (IR) MSRNEINZ/NNUT7 Y MBI NS, EEMBERINNV 7Y NORENREHRD40E(E
FooniE. ZRWFARELTRESNE T, FEESMEBICE ITZ/N\UT Y NP LILEEIZ—RRICKIS0%ICBRDE T H,
EROHEIF ETU. BA/REXEEDBSRIIELBZENHDET,
BEICFLILREEEZRITESBEAYREYMEL D& EBEBONUT Y RNFLIVBEENELLEDES, —F
T ZRWFMRELTHRESND/NU T Y MRBRWZ ED, NADHKIEICEL 2 BN ERIN BV EZEETDHDT
FHDERBA. MEWNRTHBWELRFITHRN/NUT Y RDH B &0 MENRDEGFTHH>THRETETWARWNS
JLERDRBDZBZE REBREUTOBBEEES (7 ICLZTREM D H B EICTEELL SV, BREBHR PO
BREEREHDETHRENICBDIRS ZENRETT,
Ambry Genetics Corporation® 7 — X=X [CEDFREEF RO A BEEbICHRESNF IO T, ClinVarDigike
EBITRRMEZ LT 2B ZBHRERD LT, oo SNPT—HR—2*2 (1000G : 1000Genomes project. ToMMo
BT )L - XHIN> D HGVD : Human Genetic Variation Database) TH5NIEEINBESNE T, —MKE
HIcHSNZEENEVNLSTHNIE. FEANOEZEOBSIFMEVWITREENRBINET,

M OEDDEEICRES Y/ LMERE B DM SERINTNSZ B0, ZO2@EEN EoMah E—Ea T (RN ChXT 315
EEEYPAIERBUET, ZDcdH. EFEMPBRINNI T YN TH>THENY TV RFLILBEEDS0% L DIELLRZ I ENHDET,
*2 ToMMold AL AT« AL - N> 28 (https://www.magabank.tohoku.ac.jp/) 1 DF— ¥ R—2EFEALTVNET, FILAT ¢

A XN IBETREI 77 LY RS /LR ELThgl9ZERLTVWET AN ALR—KMIIEGRCh/hg38NDIY/N\—h %
GenMineTOPRITIT>lcT— 9 =L HLE T,
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Supplementary Informationt> 7l

qE—H557

EFRHEE® BEHRIID
JZAZ/ILERmR PA-00123

Supplementary Information

o JE—H8IS5T
2850 4
A B

5 7 8 9 10 1 12 13 14 15 16 1718 19 20 2122 X Y

QE—% (BHE)
il

ZULBIOE—-8I S0

4 5 7 8 9 10 1 12 13 14 15 16 1718 19 20 2122 X Y

A B C F
AWk Somp o) e
YIRS SRRY | PP SN 5 w‘ e - | i ™

(1 o i

JE—#FEBRE (EBERE EEER) oar—KEmgRE (EEER) OIE—KTE > BICHIEEI T, 2
EMTTEHUTWE Y, 2AE—HY 57320 aE—H=Zz70y U, ERHAIE—H (IBXHE) 2IC82 LS ICHHIE
EMNFTIRRUTWET, H<ETHEMETH S0, EERBOIE—HMIER (QAE—HK=2) LD LEFROEFE
ho Flo. EWRIEZOY M UIfEE B UERERLUTHED, IE—HZLDBERANER TEEL D,
2O T 7705, 1TROFEEFRSENERE (A). KI8 (loss of heterozygosity [LOH] : AT OFEEHEDEK)
956 (B) . REAEOBFEAMA TOEIE. K& (C) H2WE. BLRTFEMTEE (D) . XRETZHE (B Q) & wHET
TEHIENTEEXT,

(2 W m e e

EESMETATOEAINBREINASNPRUTOIE—HERRIZHILT BEEEBTOIC—#HE 7 LILAlICER
MIBIENTEET, AE—HEBDOZ IR AORERTELEF TN FPLILAIAE—HI ZT7ZR2IETEDRTF
DEMICODNDET, FIREFTHRORA. BADTLILZRLTWS DI TREL ZNZNO7LILBIICIE—#DOEW
FSERIB T EBVNESZEEFRTORE, BV TICRRSNDLSICHELTVWED,
F—=ZILOAE—HICEN R THRBRICITIBI‘E RIB / REDRKICEE TWS copy-neutral LOH (Uniparental
Disomy[UPD]: F Y1V 2 —)(F) ¥ 2R D FREAENRERIC R KT S HD (Homozygous Deletion: IRE#ZE &R K)
(E.G) DFREMHHEATEE T, ER. EBTYTILOV— RO HENSHEUCERZ 1 ERRULTEDFITH,
EREECEREOEESH D). IE—HICEEORBRWERMNMICII RSBV ENRBDEITOT, ZEEILS W,
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aeE-®8I37

DNABMTIERNSEEDZER>BRESNEEA.

) ComprehensivelLiRh— bk &—f&ICH A N5 Supplementary Informationid. AR EEICEEFNRWIERE ADE I, Supplementary Information
DEREFZEICLTIFR/N—MRILTERITDIEFELEZITLSIVW, 2AE—HISTRGTLLIIE—HKT Z7FV—REh SH#EES hiz
MIEEETOIC—HTIOT77LeRLTED, BLOMEOT/LAIE—H (REFARE) 24T UBRMIZBDTRERBNCEICTERILE W,

BEEEXROMSBEF
TRERERBOMAEET) 3. RNARITERNS B EOBERBEESNEL A,

TROBED, KREOFEZE+DCEBBELc ETEABLTIRE W,

- BEEMEWSA. BRNMBBRECBREIEEN DT T,

- —REBEBMBLOEA REDREICDWVWT, 7378LFOIVY VHEEBE LR TIA AV A MR RELTVET,
ZnA OB REBLVPLR—rEnERA

- BIEFOIE—HIBRORBICOVWTIE DONUF—hENRBEFEOEE®EFFTMS N TWEEA,

C KB THRONIRERIBEDERRICN IS ENHEZENETZHDTIEHDEEA,

- EEEGTERE (TMB) BEHOFEPHEDEEF RECEICERRBEIENHDET,

- COSMIC®ClinVarR EDRHT —IR—ADBERIZEHNICEHF ENZ/cH. LIR-FRDOAHT —FR—2D
F/T—avIERETRE T BAREENHBDE T, AT —IRN—ADT/ 7= 3V ERESR I BHICIE. ERE Web
YA M ETRAIBRE CHERILES W,

C KRODITYVAFYEVT MEBELGFORLIE WREBBIRY Y a v EREREZH/LUIIBRICRESNET,
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