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21—SEESRUSEORAREEO $2© 2O o
No. ir'-ﬁ?'iaum-m Stk ;ogm ERPLIGE || EAROEE : Clinvar BAFRAIER : COSMIC
TR : 'S /BEL
1 ARID1A 1p36.11 €.3605G>A 326/1,294 CoSER—A " N
NM_006015 chr1:26772877 PR1202Q (25.2%) et
2 ARIDIA 1p36.11 .4005-1G>A 319/1,301
NM_006015 chrl:26773801 (24.5%)
3 CTNNA1 5q31.2 412/1,501 840285: Conflictin COSVS7077911: Pathogenic
NM_001903 chr5:138810097 6 (27.4%) interpretations {score 0.86) s
pathogenicity
4 EGFR Tpll.2 €.2236_2250del  417/850 cexib-m DR
NM_005228 chr7:55174772 p.ET46_ATS0del  (49.1%) 110 Pathomnk S mRR onerm
45233: Likely pathogenic COSVS1788765: nfa
(2232, 23450elinchr) (c:2232_2249delinsAnA)
163343: Conflicting EDSVO1765113. 0/
interpretations of (€.2235_2249del)
athogenicity
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F2/MELE—E (COSE{EF—B)
COSV55865099: n/a
(€.35_36inv)
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MEk#BEDTy FZA Ry FER
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F5>X&UF RID TS BB '
L NRAS 1piaa T T W —
NM_ 002524 chrl:114716126  p.G12A (2.7%) g ey Ty hogenic
2 PIK3CA 3q26.32 €.1035T>A 63/1,502 Cosmi—t : COSRU® .
NM_006218 chr3:179203765 p.N345K (4.29%) AT600: pathagenic e b Pathogenlc

TE/ERE—R (COSEEF—B)
376051: Likely pathogenic
(€.1035T>G)

(score 0.95)
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pEEUhid it 11 b EEER b bR e b de FERRES F

) BEER/(Y—VETMBR A7 D 8mut/MbU EDHZHRICRESNET .
DNABITERNSEBOBAITRES NI Ao

@ ExEETERE (TMB)
TMBI&. EBESMRICECICEBLFEEDEZIO0NEENBHLDDERKTRLET, GenMineTOPTIE. JEEHEZE
ROHDERY T,

© EEER/ Y-
EEBMOT R, EEOBFAEEZETZECSA.CO>G COT.T>A T>CL T>GD6/F—VEBDE T, E5(C,
ZRORZDIERLSHIITEEDBR/INY —VEEH LI S7I13 BERV I RFr—EbFENTVWES, TDE
By Fv—EEDPADANZZALICE>TEHI R/ —ERTEDS BNADBRHMEYAEBRASHDEEICE
UDEEZSNTVWET 2, FIZIFEMR (UV) BREBIZ. VMV ERTPI /LT 2T CSTERETET BV R
Fr—HELEEET, COEOIBVTRFr—BRENAETERUE T, DEDERERENANIDODUVY IRFv—%
RTBAEIF. RENADEBEVWSKEFRREOZZ Y R— NI 2BHREBRDET,

" 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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No. MEF- REEHE am aE—# GEHm

k552207 kD

1 EGFR ?ﬁu.z 1aig 6.3
NM_005228 chr7:55019017-55211628

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

3 MDM2 12915 148 6.7
NM_002392 chr12:68808172-68845544

DNABITERNSEBOBRITRES NI Ao

AE—HERR. FESHROY/LAOIE—HE2EBELTEEMEOIE—HEZFEL L. LTOWTNIDREE
FTHDICDOWT h—FILIE—HZEBELTRELE T, BRUADIE—HEEFIREIRATT,

dE—#HM 6O EDBZE

EBRARNERASVWEGFICOWT, AE—#HD4U LDBHE

o AE—-#EE (GEEFHND)
AE—HIIEESMIECESMHEDOY - NREL - RO SE G FREUTERL., BEEHEShIOEGFIC
DWTC FFEBEMROIE—HZ2L Uit EDEMEZRTUE I, BEXRICLIZMERILTREDXEA
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3. RNARRHR
.1 MEeEETF

No. BERET -
k522907 HD

1 BRD4-CREBBP
ENST00000360016.9-ENST00000382070.7

2 CCDC6-RET
NM_005436-NM_020975

3 EML4-ALK
NM_019063-NM_004304

4 ETV6-NTRK3
NM_001987-ENST00000394480

32I9YVARFVEVY
No. BT -
S 2Z2UT D

1 EGFR
NM_005228

2 MET
NM_000245

il RaE Y-k
(BET LYY 2THY )
19p13.12- 16p13.3 exon 11/12 - exon 10/30 20
chr19:15254152 - chr16:3777657 (134-57)
10g21.2 -10q11.21 exon 1/9 - exon 12/20 105
chrl0:59906122 - chr10:43116584 (1,684 - 188)
2p21-2p23.2 exon 13/23 - exon 20/29 157
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)
g ging | MELARAY U—EB
(BUT Y20 )
Tpll2-Tpll.2 exon 1/28 - exon 8/28 34
chr7:55019365 - chr7:55155830 (11-18)
7q31.2-7q31.2 exon 13/21 - exon 15/21 71
chr7;116771654 - chrT:116774881 (exon 14 skipping) (44 - 49)
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3.1 fi&EEF
RAEECTORLIEX EREGTFZLBEICKRIELTED (5=3DE) . RLSNZEGLTOIEICEEEYDOREHNIEET
WbZexrERULETD,

@ xenmE
REHIEREEEYICH I BRABULOT/ LRI Y3V ERLTNET,

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

(3 PERE

EEFRAEXHTS BAREELVE) U—RET. Ay IRRZNZNDOIS Y Y BETOBHERY — RYTT,
3.2I9YVRFVEVY
RNADSBREE NI TZY Y ZEYEY S, DNALTIZY Y ZDEDHREBLTNSHDE, RTTAAYA MCRED

BETWERHDODOXFIFED EE55HTVY VY AFvEYTELTRELTWET,
IUYVRFYE YT #RETDINRELEFIEBRAF. CTNNBI. EGFR. ERBB2(HER2). METD 52T,

O »exuE
SEITY Y Y OYMTER I E3EITY Y > OYMERERHD S/ LRI 32 RUTVET,

© =B (FUTIVY/2TIVIH)
EELTWB IV UNEEHINED,
BN 28T o NHDITIY V2-THRF Yy TENBi5E IXexonl/28-exon8/28 L L&)

(6 WERS™

HEEIBOY—REERL, AYIRREZEFNZTNROIIY VEH TOFER) — R T,
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ComprehensivelLik— b3 > 7L

3. RNART

S5 B
GenMineTOP H'A%"/ L7O7 71 ') 249 < 27 L Comprehensive L K— b
(1) 3.3 BEFRHA
No. REF M wggg;m U= F# BEFRAMTOVE -
1 ALK 9.4 18.1/21.3 739 Ry e
2 BRCAI 136.7 216/31.4 19,474 -
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 s
7 ERBB2(HER2) 271 441.9/451.2 1,694 g
8 ESRI(ER) 13 63.5/147.3 210 %
9 FGFRI 302.6 880.6/669.3 14,588 .
10 FGFR2 0.5 426.4/359.2 24 ;
11 FGFR3 71 145.3/170.5 1,291 —
12 KIT 0.2 168.8/172.5 7 !
13 MDM2 3,260.3 439.2/141.1 79,929 : .
14 MET 9,706.7 138.7/101.7 8,470 il i
15 MLH1 3317 186.4 /915 12,513 -
16 MSH2 197.4 127.6/84.0 9,386 e =
17 MSH6 267.3 140.2/86.6 28,029 >
18 MYC 494.0 293.0/406.3 33,461 i
19 NTRKI 30.5 41.3/176.0 1,252 a— A
20 NTRK2 30,0 1,122.2/1,536.4 1221 B e W .
21 NTRK3 38 312.3/367.3 194 ——=
22 PDGFRA 0.1 379.1/345.8 4 ; —
23 PDGFRB 7.0 613.6/515.2 358 o el
24 PGR 0.0 66.0/217.8 0 v ——
25 RET 176 89.6/196.0 1,077 T T —
26 ROS1 165 12.4/38.0 1,791 e
27 TERT 6.2 25/4.8 323 =
w0 bl 1% E
RENEE BHETF LAfi— k- {ERLE 2025/07/11 Lifi—h 74—%w kVer. 1.0 Page 47

RNABIERNSEBOBRIFRES NI Ao
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@ E=7RuE
BIEFRIREETPM (Transcript per Million: MEEENZ100E LI BEOUXETTFOEHEEEYDE) T
LENFT, GenMineTOPTIFBITN ROELGFEZF VY 7 F v — LRI L>TEMULTHAETZD T, TITDTPM
FMtb D 7R (MRNAseqR E) THESNIBEERBRITZI LI TERTA. FERBTOTPMO T /EH R E
E.mRESN TWARERBOEFEBEEDODRNAZAWCHEEDRBEEERLTWET, NABEICHIL LFHES
TOEEBEBOBTIREBVWCEICSERLLESI W, BEFREE/OY NI EEEBTOTPMOX #2%H Z /A

UG DTPMOENFRADBEIFI04U ETH>TccEERLTWEYS, (FlEUTAEREGFR)

AV TOVRDRA

NAAVYTAY MG EXARNT SLZERNICKRIE LR T, EOLYY (RKE. &/IMVE) EDHZMBIENT

EEED
DEHNBELTVWBESBIBEEIFADLSITED. AFHICREDIH DB EIEBOLSICRRINET,
E5D2ENKREVNVEARCOLSICEAEMNBLLRRENET,

. » A BELTWS
.\
B fRoTW3

[ ]
\> C E5oEpKEN
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ComprehensivelLik— b3 > 7L

4. DNABEM : ZRMFRR (£hEia RNV TPV R)

ERENY BEMRIID
PR EE ST PA-00123

GenMineTOP H'A% / L7707 741 ) 29 S X7 Ls Comprehensive LR —

o 4. ZRWPRRE (EREHRERIINUT 1)

No. BEF- REkim CDSE{L - HKUF - BEFFEIEE : ClinVar EEFREVER : Ambry SNPF—&~—2
FZ 222U HID TE/BEL T LILsE ' '
1 BRCAZ2 13q13.1 c.8023A>G il oS-~ COSISL— 1000G: N/A
NM_000059 chrl3:32363225  p.12675V o 52475:Pathogenic  Likely Pathogenic  opy6:0,010%
B piad HGVD: N/A
108/205
(52.7%)
2 RB1 13q14.2 €.306T>A i CoSE{L—B 1000G:N/A
NM_000321 chr13:48342640 p.C102° Py il ToMMo:N/A
B Han HGVD: N/A
108/205
(52.7%)
3 TP53 17pl3.1 c4736>T ot e Tl 1000G: N/A
NM 000546 chrl7:7675139 p.R158L 1,230)1,238 52:!24&Pattwgemc Pathogenic ToMMo: N/A
| (99.4%) TE/MEL—8 (COSEiL HGVD:N
ey F—H) :NJA
794/795 i
(99.9%) Pathogenic/Likely
thogenic
.A473_4T4delinsTT)

REEE

RERNREBDA0EGETFO—EEBREMIERDBA/RAKDSE, ClinVarAmbry Genetics Corporationic KD 5
K. BEEINTWST—4¥X—2TPathogenict L IELikely Pathogenicll LD EFZEN H 2B EDHHRELFT,
NAMFIELETF DB EIENUll variant (FY Y RER - A TSAAYANEE - JL—ALAYTREER -HBRIRYOIIRT
vayv) bBELVET,
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o ZRHFRR (E5EHERIVINUT VN)
FEEREME (IUR) MSRNEINZ/NU 7Y MBI NZBE. EEMBERINNV TV NORENRERD40E(E
FooniE. ZRWFARELTRESNE T, FEESMEBICE ITZ/N\UT Y NP LILEEIZ—RRICKS0%ICBDE T H
EROHEIF ETU. BA/REXEEDBSIIELBZIENHDET,
BEICFLILREEEZRITESBEAYREY MEL D& EBEBONUT Y RNFLIVEENELEDET, —F
T ZRWFMRELTHRESND/NU T Y MRBRWZ ED, NADHKIEICEL 2 BN ERIN BV EZEETDHDT
FHDEB A MEWNRTHRWELRFITHRN/NUT Y RDH B &0 MENRDEGFTHH>THRETETWERWNYS
JLERDRBDZBZE REBREUTOBEEES (7 IC 2R H B EICTFELL SV, BRBHR PO
BREEREHDETHRENICBDIRS ZENRETT,
Ambry Genetics Corporation® 7 —F X=X [CEDFREEF RO A BEEbICHRESNF IO T, ClinVarDigike
EBITRRMEZ LT 2B ZBHRERD LT, £feo SNPT—R—2*2 (1000G : 1000Genomes project. ToMMo :
BT 1 )L - XHIX> D HGVD : Human Genetic Variation Database) TH5NEEINBESINE T, —MKE
HIcHSNZEENEVNLSTHNIE. FEANDEZEOBSIFMEVWITREENTRBINET,

M OEDDEEICRES Y/ LMERE L DM SERIN TN B0, ZO2@EEN EoMar E—Ea T (RN ChXT 315
EEEYPAIERBULET, ZDcdH. EFEMPBRINNI T YN TH>THNY TV RFLUILBEEDS0% L DIESLRZIENHDET,
*2 ToMMold AL AT« AL - N> 28 (https://www.magabank.tohoku.ac.jp/) 1 DF— ¥ R—2EFEALTWET, FILAT ¢

A - XANRY I BETREI 77 LY RS /LRI ELThgl9ZERLTVWE TN ALR—KMIIEGRCh/hg38NDIV/N\—k %
GenMineTOPRITIT>fcT— 9 =L HLE T,
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Supplementary Informationt> 7l

qE—H557

EfEEA BEERID
T oA R PA-00123

Supplementary Information
JE—-#¥ISD
23 E—&O‘??

i a2 2. 10 i, 2, 18171

LI X

= (HH0)
i

a
s @
B8 . o
Pababal

LERRE32IE— TRIEO.13DE—%2BX2HA. TNEN322E—, 0.13E— DR BEICRY MIRREINET

ZUMLBIOE—8IST
1 2 -] i [ T L " " W W W W W W mom omaX v
A B Il 1] 11 TIClI HN
I | | [-Hi i
| | i
R T | | T s | = |
| ' i
[ ISV G | Eei S e Y i i s Rk T R ] L i R ,-il e !»-e\- 1 il e ok e |
) |- T Ll
| | | [ | |
| i

KEDOLR—KNCBA~FEDERIZITONEEA

@ 2ac—us57

JE—HISEBRE EEERE EFER o8-z miigd (EERR) OJE—HTE > BITHIEZD T, 2
EMNTTEHUTWE T, 2OE—HI Z7320E— 270y U, ERHAIE—H (IBXHE) 21Ic82 LS ICHHIE
EMFTTIRRUVTVWET, HL<ETHEMNETH 276, EEEBOIE—HMNER (QAE—8=2) LD LIFROFE
Ao Fles EWVRIZZAY MU EZ B UCHERERLTED, AE—BEMOERAINER TEED
EOE—HDOTZ7H 51, TROFERSENERE (A). RIB (loss of heterozygosity [LOH] : AT OE &S HEDHEX)
926 (B) . REEOEEM TOER. KK (C) H2W. EFEMTER (D) . RETZHE (E. Q) mExHMT
TEIENTEFET,

@ 7LIBIaE-8T 57

EEBMETATOZESINBRRINALSNPEMI cOIE—HERRIT DL T EEFABRTOIE—HET7LILAICE
MIZIENTEEY, AE—HEBODEZUIFADOREARTELEFIN, FPLILAAE—HI S T7ERZ I ETEDRT
MEMICONDFET, RIREFTBRIRA. BADT7LILERLTWS DT TIEER FNZFho7 LILEIc IE—HDE WL
FSZHRIR T ABEVFSZEFRTORE, BN TICRRINDLSICHABRLTWET,

F—=Z L DOIAE-HUCR LD R THRRICIFIBIRE RIE / REDABFHICTHEE TWS copy-neutral LOH (Uniparental
Disomy[UPD]: RISV I —)(F) P 2ADEBENERIC K KT S HD (Homozygous Deletion: IREZE & HEX K)
(E.G) ORREMEBHER TEE T, ERB. EET Y TILOU—RELOD O SHEUCERZ 1 ERRUTEDETH
BEXRCEREDOEESHDcH. IE—BICEBDORVWERD T BRSBVNIENRBHDEIDT, EELLE W,
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aeE-®8I37

DNABMTIERNSEEDZER>BRESNEEA.

) ComprehensivelLiRh— bk &—f&ICHAZ N5 Supplementary Informationid. AR EHEICEEFNRWERE ADE I, Supplementary Information
DEREFZEICLTIFRN—MRILTERITDIEFELEITLSIW, 2AE—HISTRGTLLIIE—HT 73— REh SHEES hiz
MIEEETOIC—HTIOT77LeRLTED, BLOMEOT/LAIE—H (REFARES) 20T UBRMIZBDTRERBNCEICTERILE WV,

BEEEXROMSBEF
TRERERBOMAEET) 3. RNARITERNSZEOBERBEESNEL A,

TROBED, KREOFMZE+DCEBBELc ETEABLTIEE W,

- BEBEEMEWSA. BRMBBRECRSIEENHDET,

- —BEBBMELOEA REOREICDWVWT, 7378LFOITVY VHEEBE LR TIA AV A MERRELTVET,
ZnA OB REB LV LR—rEnERA

- BEIEFOIE—HIBRORBICOVWTIE DO/NUF—hENRBFEOEEMEFFTMSnTWEEA,

C KGR THRONICERIIBEDERRICN IS ENHEZENETEHDTIEHDEEA,

- EEEGTFERE (TMB) BEHOFEPHEDELER RECEICERRBEIENHDET,

- COSMIC®ClinVarREDRAHT —IR—ZADBERIZEHNICEHF NS/, LIR-FRDAHT —FR—2D
/T avIERETBET BAREEN BT T, AT —IRN—ADT/ 7= 3V ERESR I ZBKICIE. ERE Web
YA M ETRAIBRE CHERILES W,

C KRODIVYVAFYEVT MEBELFOREIEF. WREBDIRY Y a v EREREZH/LUIIBEICRESNET,
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