MEEEDHHIMEE | A7 TV - BIRESRSE (20234F)

A
i}
g
- X
pa
&
it
T
i
F
8
=

178

2.1.6 7 LEHE

(1) HARAERBEDER

[7/LER] &3, BADT/LBERZIILHELALREFIVAREBRREZLEICLT. BEOFE LR
RICELIERZTOZE2EY, EANICE. BEEEEMBREINIY/LREBRZ(ZLHELIES
DERBEHRZAVTZIEZTV. REEWHEBMFINDFH. ARSLOREFTAETSEEES" Y,

DATITRELIE b D% DAY/ LER] EU, EICRRNICRELCELGFRERE (FHERIEE)
ZHND, BRENRET D R/ LER] REFVAREBICHT2Y/LERTIE, EICRBINEAE
[CERICAEUTWSERNCEGCTRS (LIEMRRINER) ZRND, ZNODTERCER. FERR
BICHEITHRENIDICIE. KREBRERIVEFET %,

(2) #—7—F

Precision medicine. ELER. AT/ LEE. t b/ L, RERY -V — 3 —~)—RKY—
TURAVIT)=RI—=GT VR INAAAVTAITA IR INAANV I BT TF—% 72U RaAVEa21—
TV, NITH#E

(3) ARMAFEEEROEE
[(FFEEDEE]

EEBEBEECRENORGHEZIEGEREREEREHNEEDEVIHN, BHICKRHE>TELSDE
DTHN, EFBEBREEVCIEFIFLREICEVWCEGEREE R ITZEITTERL, LHrL, /LB
WIE—HDOBLHERIEBEZRVNT, INEFTREBBRELTUIIZEALRIAONTWEL ST,

WE, RER—TVARMOEEICELD. HA. FUERRE - BRORERRETFOER - BRI 77—
AT/ 20 REDKREYT ./ AR BEDHESINTE ey CORIBEBNHARDHFRST, 7/ L#EITIE. K
EPHREDZHPELCTFEBICALAREDZEREFL VWS BRKICAEERL WS, ZLT, REZE -
BRZEEODBHREMZMEZEAVWT, 7/ LABREZEOEEZEYZE YT — 92 MENICFFERTSCZ
CIZED. B/LRBICED WA RKRBDRBEEROUECENECEZAETERTIWVSY,

“DAT/LEE" ICEWTE, D FENENT /LAREBEENE LTHEIN, 201956 BLDRIEZE
THAT/LIRE (BAT/LTOT774)VTRE) OZEA AL R -T22& T, ARNAB D (T H—
SICEREKRPAMIB D IINES TR LTz, HFAUKEETIE, EFEDBRIMEFANZ N e EN L, KAODER
FOERNPREADISEZ7 7O—FOENBO TREN TH b, KRS -7 oo —n &L, EAE
MY — Y ABERENICE > THRRNEGFBRIFHNTREL AN, L 2BGFOFIRBLFEREST
JRRT YL, ZOHHBREEERDBEFEREBIRTESLS 2R,

ZDESBRNDF T, HRICERIFIFHBZRECRBEEZRAE LTV EHICIE, B4DEEDT/
LB, I - BEE - FRAEEDIRABHRZ. ANZLDEFEZTREL, LNEBEEHZBEHRELT
EHWL. R - 2ECAFATEZFEPREDEBIVLETH S, £, BERENBSICT 7 ATEER
BT — I R—ADERPS/ LAEROEOE B ENERADE  EISHAEOBENLBARRL. BRNIA
BENDHD, SHIC. BNARBEREANDY/ LEZADGELOV Y Y — RBIFREDHRY — 7 AR D
BA, ENINE Y T —IBIMETREE S DRERDNAAAN Y T4 YT 40 ARMOBERL S R]
VEA—TA VI EEDIEAVISOREBRY, ¥/ LERDERBLVZOREEB AT 2102321
(CEZEELRRENLEATH D, NOEEENDNDEREMICEBREANZ ZEICREBOERENHD,. K
BIBDERICKD ., F-ARE - BAEERRICEZEIMEERDO#E. TNICL2ERZEZNLRER. 7
JLBEREROE LEERE Y T —YDEBICLDZUSBEDEEIZET S ENHEFIND,

CRDS EHMRRAEARZRMIREEE TRFARER T — CRDS-FY2022-FR-06



FAEEROMEIREE | A7 HA v - [REFESE (20234F)

(FRFERFEDEME]

2000 ERHEFICRER Y =T o =D EB LT, EREANDEIXNTDNA, RNAZEHRTHIE
MNAREE >tz ZV/N\IVBERREYOFHARMEEELRL, MBENRT — 9D KREICEALEINTETH
D, ZNHLEYIT—9%@ITL. BHRMITTEIRMEREERLTVD, ZOLIBRIMEFHO KR4 05K
BOT/LMEICHASNDZEICED, FOKE - HRICH IS RREGCFORECEZRFERREICETS
EERZHEDORERE ICEN >TELDOHEOHT, FEREICEITH29 FREDHEBPR, AEMRFA/NIA~—
A—DRE. 7/ LRIEGEERODAERICZET S ZENRINTE,

TR/ LMRICEVWTRROBEEZZEIFTELDIE The Cancer Genome Atlas (TCGA)
International Cancer Genome Consortium (ICGC) &, FRABARRETIOT 7 MHETTLTZ [HA ]
THd, FICHEEZELGHRZZE(FTCGAIZ. KENational Cancer Institute (NCI) & National
Human Genome Research Institute (NHGRI) OHRE TRHBINIZNAT / LTFAY I N THBIH,
BE33EHEONAE. 11,0006 8225 BEREOHENELCFRITNERIN, SHAEBICEWTEIE
HISEGCFREEDSRBIRBAINLLT TR, ZNODODFHENRBEINSLY, E512, 2018 FIC(F,
ZORRZFEHT, HEER. ZBONALTOLR, PABEZEDEENNRVIADEVNGREDT -
LIZPan-Cancer Atlas& LTHERENTWS®, NCIZIOREE%ETTIC. Cancer Target Discovery and
Development Network (CTD2) %> Therapeutically Applicable Research to Generate Effective
Treatments (TARGET) REDELLAAY/ LTOT T M EEHTWNBEY, £1-. ICGCTIE, 20204
(2 Pan-Cancer Analysis of Whole Genomes (PCAWG) 7EY o h& LT, 38FEFEDH AL 2,658 fF
BIDET/ LESRT — Y DFEBRIANTHhN., EI—RERORSAN\—EE, ZEVPEERECHOND
BHNL/Y—Y DRALRY. E MY LOZHERLEGIBELNSNEY,

CO&ESBT/LETTOT 7 hTIE, ZROEFREEZAWERN., RNE@ETEZEL <. ErnF-
EEORRBEROBANKAONTVD, ZTDF=H, NAERICHEIZ2 EE/OY I b athHE LT, HE
FCEBDERNIANVIHNBEINTND, FIZE KETIE., EROMNST—HRINREELIOHRE
BICEDFTEZAMNICT/LIR— MR HEESINTED., TORKDEDTHS ALl of Us Research
Program TlE. £XKICFEET2BREDT /LAIR— M BENISERZL, 1005 AU EOHERIR— DO
KZERELTWD, REICBWTE, REBAICKDRIISN/Genomics England IC&D. < DHRE%
Sanger Institute (CERIE TEHONTWHEDERES IUNAEBED 10 ALY/ LB %175 100,000
Genomes 7O TV " BEICBEZEZER L. BEEAES500F(ICLIHFH-a 707 S L0 HASNTWS, Tn
LUAMNIELHORRES/L7AD 7 MHIEETETLTEN, 7AY 7 MEDPHED ZAIREE T 57
(2500 U DB LT Global Alliance for Genomics and Health (GA4GH) HE&IizEn/=,
FEICHDE D 22 D Driver Project hNEE IS4, SHICKERTL—LT—IDERINTWD, HANGE,
T=YI T )T HEDEN T/ LAEROERZEETAMED DR BEICEDLIKFE. MR, HiE
EHALEREBETHOEHERS, RKRBREEANT / LBROT—5> 7V VT ERRFBEREL, 7
JLAEBODEREREAZBIEY [GEM Japan | HBEINTWS,

ZDESBRTOT I MNMIBWTL, FRRBEM TS/ LABIRZTIREIT TR, EEA IV ABROERKRK
BWERRICETHZIET VY ADERBEABZAEICTZZEZBELT 1V II0EE. 7/ LEREDT —
5T VYT DEMAESOAREBOBENHEEINTWVDS, HIZIE. TCGADT—%1EGenomics
Data Commons (GDC) ZBELTAAINTEN., —hFATOT—9RE. HBNNATS1VICLDT—
SDHEE. NIHRY Y —DEFEBLET—92 7 UV I DRERENRAONTVSY, £/ AACR
GENIETIZ, HRDI9DEELNA LYY —DEIZEGCTF/N\RILBREBEERKRBERD)7ILT—ILRTF—%
EHETBEOOERIAAL IR NABEEINTVNDEY, ZOLSBT—92 7YV IEBLT. HAY/
LEEPZOBRANEZRICET2ZROBEBELHENEONTVEY, £, BIROD GA4GH TlE, 2022
FFETICEROBRIL—ROT /LT —59DEEH D7)V I ZTRICT DTODEES LV TL—L
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T— I DEFICWNEATND,

OHETIE 2015 FE(CRE - EERBSHEERRIC [/ AEBRRRIEERZES] HRESN., ¥/LE
BOERBCAIT-BENEO oNTE . WETIE [F/L - T—9ERTOTT UK OTF. [EHIEXAT1
FIL - AANVOFEL [T/ LFRNAFNYOERE] [T/ LAERRREET Sy b7+ —LFE] B2
BUWT, BEABIUBENAANVIDBENEATNS ), CNHDOFATTIMIBEWTE, [F/LE
BERO-ODT 527V VIR —] ICEDE RAELTT =927V INEBHITONTWS,
THIC, BAEETIE [Py - Frod—Ud—F-FOJ UM OF. REKRPAERBIEHRESE
(P-CREATE) J. EFMNAERERLIARERE] TEDAT/LBRHNEIATHON, FICAKRICZWLD
ABIZBEWTHREEZES TS,

FVRE - RGBS, MENERLRT - 7/ LBINICE > THBIIRRE A2 EEFEE(TBEE 1 &
FIZENT 720, BAICEIT2ZHOAFERERZRFELTCVGBRLIIEL S, HOKRETRENESR
FRENZTS EM30~40%DEFI TRAE R DB FERDFENFIRETH D, EWVEZDHE60~70 %
DEFITRAIFETELE V. COFRRDVEDE, FENICAVONTVWSRENETFENFEN. &
T/ LEEDH.5 % REEZLEHZYV/NVEEI-RIIERTFOIVY VEBICEELTED. 2N
DEEBEMRT/ LFEBIZBIT SN TUOWAWILICHDEEZOND, NERRT D-OHICHAFTINTNDD
DT/ LERTHZN, FVIN\VBEZI-RIT2EGTFOIVYVEBUNDT/ LOEL - BE(Z. 2D
BN WA HONTWD, Y\ VBZI—FI2REBDEEDEL(E. 7/ BROECEFELZREIC
—EDRRNAEETH D, TNUANADEEHTIE, 7/ LDOELDREN - EHENEEOERII—EDRE - F
ENFEELAWIEEEL, 20/ LABMPENICEEBERAOREEZMA LIEIZNCDOVWTUIERLDH
PAC

FHUREBYT/ LAEERETIE, 2009 FELD Y3 — M) —REXRERS -7V —2HWT, £ 1EELE
(single nucleotid variation : SNV) ORZEMNAIREE LD, REBLFOREEDHEENET L. ZD
#BIOE—#Z8 (copy number variation: CNV) Z&O7BITA IR BN B FORENCER. KR
ZEDREANELAL. BEILEWTERBITOE—ZRETHD, —A. AV ) —RFERHERS -T2 —
EEBL. 2015FELN -V RELEAN A L. 2018 F LD LY/ LOBITERIRERY — T VP —
DEZIZE>T, ¥3— M) — R TEMHPEHLBEZOREICLD2H5VMEEDORRRENRAFINRRELE
BTN D,

T/ LRRDERNDIGAIZDOWT, 2015F 1B, HET7XYAKRBEZ 1A NTERDN—RAEEHRD
mH THEK LT “Precision Medicine Initiative” (3. BE<EIC—HZERAEL. RERDERDHEINELE
LTEALNDELS (LT TLiyay - ATrvy (BEBER) &ld. INFTHINABERITICT
HorvanTWwiaEsz, BnF. BE. 17X MLICETE4ADEVWEZEZER LT, RELERDT
BiiaE AT 2R RBKRT 5, A/\VEIEN 2016 F£1HICHKEKRL. NI TVEIKHE (UF) %
LIEFEE L UTHE L= “Cancer Moonshot 2020”7 (2017 &Eh %[ “Cancer Breakthroughs 2020”)
Tld. ZEDFEZELLTRDIDDEBAEFRATHIET, TN TOMRFEFAAEICRIFTWIZHL
WD ONSHRABRBED T LA 7RI —%H>TWd, — D@ REF v IRA Y MEED R RN % LE 7 E
FEDADEBEICERIRIGAT2ZETHN. £5—2(F. 2ROEFELHNAFFYRHIED DB Zxv kT—21L
TERZHBEIHET. FREZKIRBISEIETSZIETH D,

KETIE, BREHISAICEET ZWBREGT/O7 71V 72TV ZHRADFENNEREOWRF
Al 2#%EE LT, Oncomine™ Dx Target Test. MSK-IMPACT™ & & U FoundatioOne®CDx & W5 3
BEOBGLFHRM/INRILNPFDANSLEARINTWS, 2020F8F 121%, Guardant360CDx.
FoundatioOne®Liquid CDXD ) F v RS AT —EMb 57, B2, NCI-MATCHRERICRFRSIN
3551, BABNABENBEAERUCEGTFREN/ N RIILREZAVCEGTFEEZLISREIL, Z2n?
NIZEWMEEZIONEGD FENEEZRST /Ry FRBREEEHANTVSY, £, E(Genomics
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England). 75> X (Genomic Medicine France) ZREMM,. AE (China Precision Medicine
Initiative) &M (Australian Genomics) TEERBETY / LAERDEEENHAON TS, DA E
[CEWTIE, 2013 FENBEINVARR LYY —EFLELT, TOP-GEARTZOY 7~ (FDEE/NRIL
ERBNCCAY A/RILERH) '® 2 SCRUM-Japan 7AY 17 MR L BRERME E L OEEF/ SRILBRED
HhED, —BOABRETIFERZEE LTIDANLNE, 5[, BAY/LEEHEEIYY -2 T4
DT, 2018 FITH AT/ LERFREMEHBEOEE SN, 20194F(C [OncoGuide™ NCCAYA/ARILY
27 L] &Y [FoundationOne®CDx AT/ LT7OT7 7L MMREBEREAD, RICKFBIZEWTE
7 LEENRBEINE'Y, 20%, 1AY/LAEEREFFHIORELARSN, BER. NPAY/ LEE
= EFE5| LBRIREBR PR ZIES AT/ LEFRPZILRIRIE 12 HPF. UL R & E#E UBRICHT=HD
AT/ LEFEEERRE 188 HF. UL ARRE SEERTOREICAE DT o N B TREF HOREH AT E
BAYT/ LEBEWSRKEE 33 AFICK2EEIEA>TVS (2022F9ABRTE). SHI2. DHAEDHAY/
LERDBEHRZEN - RETHLEBIC. TDRBHMERRZEOEDRA LEMIZRERDRILICHERT %
oI, BIZA’ARREY Y —IC [DAT/LBREBLEYY—] HREIN. DAY/ LEE - ARDYXR
F—F—I9R=ATH2 DAY/ LBERLRI M) —] BLUHMBT —¥~X—X (Cancer Knowledge
Data Base : CKDB) D#ERENEA TS,

BIEICBWTUE, FPERBOYT/LBANOHEDERBENRICUSEEREE (F—77VR3vY) ORHEA
BEREBRO—DEANDDOH D, HUEREBODEEEGCFHION FREZER U TCERZRREL. THHAK
DNREV—RREBANBIGEILA LTV “rare to common” D7 7A—F(2&>T, PCSKOFEEH (R
BESILRTAO—ILIENS—RMNAE LR T O—)LIEISHEIGIEA) . SGLT2BEEA] (RIEMEBERE
RIBOHMBE N5 2 BUERFAEREE LK), RANKLIEEHR (REABROMEL,LBHEREREREL
LTH%) REDBRIPILEENTWDS, £/, BREHEREDRRESLRTF THDSMN1DEEERERT
SMN2 239 %77V F v AREREREPSE ERBMIEDO SMNTECFHAENEIZL T\,

ARDEDBERDARBRETOY 7 COERZRRUT, ANFTEZLOMB[RMAFHK. BAIN
TW3, BAEMICE. HHlumina#tPBGIHDHBDORMA L —7 > AL 10x GenomicsH P
Fluidigm D> > 7)Ltz)LEEiEdEs. Oxford Nanopore Technologies #:%° Pacific Biosciences#tm O
VI =R =TV ARG E DB D, ATHBEZIGALIN\AA AV TAIT 47 AKMPI IR
AVE21—TAV7ZBWEY I T 9B AEDRAEICED X T, BAVKNOREIRONTNS, 7
JLEBEOEREXADRER =7 —02021 FRRO> T 7(E, Iluminatt CKE) 7’80 %& &
HNTHED. GenReader® DTSV RAIZTHRSE L= Qiagentt (K1) (2019 FICAEENLDE
REFKRTZ40E. PEBGIHERVWTHRSANEE LR A THS, BEAOEREEICEWTHRIER
=T —DRFEFEATVER,
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e VSO RAVE2L—TFT1VY

INETOY/LBRTIE B4OMRENT —SZERHZWVEIFIYO—FL, EENAVE1—FT
BT L CE . L L. R =TV RICKDREDEYEZT —IDEHHINTVWBIRIRTIE. Fimf
ARG ETILTH D, ZDI=H. T—FILRIMN)—ZFERL. ZTEBT 977 EREZRHTS
Application Programming Interface (APl) Z@U7-@fiz AL s 577U RIVE2—T1 v/ %H
W=AEDOREDIEDH DN TS, Google Cloud. Amazon Web Services. Microsoft AzureZmE DK
FTyILEMRBETZIIVRIAVEL—TA VI TSV NI+ —LTIE T/ LBIRAD TSy b7+ —Lb
REINTWS, NCI Cancer Genomics Cloud Pilots Tl&. Broad Institute. Seven Bridges
Genomics B ETD Y 57 FEMiIFAFZXELTED,. Genomic Data Common [CHEWTEIZTRZRAW
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=R A Y 7SHEFEEINTNBT,

s AV —RI =TV R

BE. BES<ERINTLS Illuminattd Next Generation Sequencer (NGS) (L8115 —REIZ
100~ 150 8ETHBH. FHY—-REHN10,00088E#BZ 507 — R -4 —hn0xford
Nanopore Technologies#t (MinION. PromethlON7#:&) %> Pacific Biosciences#t (PacBio
Sequel ¥RTL) [CENREARINTWVWE'Y, ZOLSHBY—r VY —2AVHIET, ¥I—h)—RTIER
HTHo1o. T/LBERBORN. NTASYATDRE. VE— NRINDEN. BEEYTAYT7A4—LD
REMENTREE D, FBEELTUL 23— M) —RY—T Y REMICHERTY =TV RBEHIMEN (1) —
ROTS—%5~20%) Jeeya—hU—REBBLULTHEMTHDZ EHEIFONTNED,

Oxford Nanopore Technologiesttid. /N A F/R7ZAL. —&EDNA/RNRAFHZDF/RT
LaBBT2RDRLDEREDF VERDETIEELZHEH I HRMEERLE LTS, BE(CI3EFE
2SRy RT—OREDAIKITEBL, RAT2 MbEREDDNABOY —7 Y AN THETH 2,
Pacific Biosciences#t A’ % L7=Single-Molecule Real-Time (SMRT) > —% > X£ifil%. Zero-
Mode Waveguide (ZMW) EMEENZNALTE—XILAFROEXS T HILZRELENOEHY—7
V2%V, BAT200 KbREDY —T VAN AL SNZY, #HEFATI-OEXREREH 2
ety —ro—"nEE%m%, —A. Oxford Nanopore Technologies#t D> — 4> AT IE EH AR
HREDBEELRWESD, =TT —DPEBRNZETHHIE WS FEMNH S, Oxford Nanopore
Technologiestt(ZPromethIONZRAWT1 70—tI/ILH7N30~120 GbD > —47 > AEHH AT EE.
Pacific Biosciencestt(dSequel 1 EZBWT1 7O0—t/L#H=N 150 GbDY——r Y AEENZNZNTTHE
TH%,

Pacific Biosciences#h'5 2020 FIC HiFi ¥ — T Y AMFER SNz, COFEIE15 KbREDIVH—
4 75)—%ER L. DNA1 D FH=DDSMRT > —7 Y 2= REETWV. RATI0U—REEDT7+7—
REUU/N—=21)—RH% Circular Consensus Sequence (CCS) %KY %5, ZDCCSIET10)—RhH
ER SN2 E Q30 (99.9 %) DIEEEERT 5, —DCCS THEEMINIZHIFI)—R%Z270—t)LAITL\.
27/ LD15~20x WN\L—VBEDCCS) —RF—9%EBINE. ¥3a—MN)—RI—so¥—D2s
Iy =T VAT - L AEOERKEEET IOV I —RF 5B THETY, OvIU—RE
a— M) —ROMEDOFRZHBAT BTN AIREL 10D CHATF SN D,

Oxford Nanopore Technologies#tMAY YY) — R =TV ADEESEEIENAE ELTVWS (2022 4F
7BER), mFOEEFY ~Flow cell 10.4.1 £ 7B 5L Guppy T99 %DIEMEM %S S Z EH ATAE
cIn, AVY) — REMOERMEISIEERICA ELDDH 5,

[lumina#t &> 3—h) =R =7V RIZMATI0 Kb BEDAV I — R —4o Y ZE M ¢H S Infinity
DEBNFEIN TS, Pacific Biosciences %> Oxford Nanopore Technologies#t & LT —4
VRIZKHELDNAEIZT/10BENDRIL—TYy MIT0FLEDI LT, HMlHFND,

o B/ L=V ATHEDE

EGTF - 27/ LT EXATELOF I luminatt D> =7 Y REMTTH N, (21,000 RILT /L —
TV RAERIF LI HisegX™ 10%> NovaSeq™ 6000 FEDHMAFE N TROKMIHZESILTE. —A.
D—HIMEREICEVWTT/LAHNDDY— Y ZOARKMET,000 MILEBEICHIEED LTV, EE, FE
MGl A BB D roling circle replication (RCR) iz & LIcfH-@RBRY - o8- &5 L1,
OB =Ty —(3, lumina#t D LM TEREDY -7V REE - ERENZHE T LN, SHT
BDY3—h)—RI—FTYIATHO—HRERENENDATEELFRIND, BELBRFICL>TINE
s/ L= ATHEH R EIND EEZ BN S,
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s UFYyRNAAT>—

SEAOEBHINSWMEEEE(CRINTESMBPLREEDRERFBZHAVWTEFT T RN TH S, (K
DINAF T —TlE RBFECLHCRDERICEDRBZRINT 5720, ERCEFHEDIRIEHS, H
(2. BDRUDEBAEH LV, BEABO—IMUMRENTERVWCOMERNABRUMRETERVEWNS
BN H -1z, MBRFHLEICIE, HHEEH D8 L= cell-free DNA (cfDNA) NEELTEN. HPAEBET
(FFEZHED circulating tumor DNA (ctDNA) DNEENTWBIENHLNERS>TWVD, ZDTI=d.
MRFPLECEEND ADNAZRERY =T —LRETHRRTHILICED. PADRRARRCARICH
WHEHIDER, BROEZSUVIREEEMT 5 ENTEERSZ, ZOBNODREL LT, KBTI
[ FoundationOne Liquid CDx ] D&AFRERBEHNITHN TS,

* Pharmacogenomics

ErT/LERINDEAE BEFEE) CehEE (KRR - BRRREE - 77—V /I7X) EOBED
DICOVWTHFRDARENEBE L. ERATERGHAENEDON TS, SNPYI/AT LA ZAWT
JLT7A RBGERMNT (GWAS) 23, 7/ LRIIBFRITORMSER EBRALICK > TRBRKREY / LEg
MORBHAIREE B2 ET. LHOEERZIHEGCTFOREANEDHA>TWVWD, —H. GWAS THE
SNFEBREZHESNP £HAEHLETE, BEREICEIT2EGHNIRID—DUNSRETERVWEELS
HIBAL. “missing heritability” & LTHIONTET =, Missing heritability Z5ET 57=8H(21F. £ %<
OY Y TILERAW - KEREGWASENGS 2L L 7N\ 7Y METESHERNICHAEDOETEDHDZZ DD
B, EWSAVEVHINEONDDHD. REYT/LBITOLD—EBOXRKEL, ZEFEL. EXNEI IR
LTW3,

Genotype imputation DEREEA. SNPLRED—MIGELFLRICINAT. 7/ LRFIEEN B
TRERISEREBENS>TmBLF LT ULTEEN>TWD, 77—V AT/ IV AR GEREDERNLE
BICEELGHLABEFICDOWTE HLA imputation A& LTEREIN, 28D/ 1FY—H—HLA EITF
BAMESINTLS,
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* "N-of-1" study

FOEREREICELT, D205 1EURTED1HIDOEOHEFICTYA VY ENTHRILT VF Y R
BREZEDBEN AT — Tz ZOEIRBREBMDT —5—A— RBEEERESN., FLTHDIEBEDAEIE
ADBEE(FHLITNS <D DDH B2,

s LN EBRELY—TVADRERK

2022F 4 BICIE. ENT/LSRENELTY REBEREZRESEEERICEITStelomere N o telomere £
TOF Y TDRVWEEY =TV ANFEREINY, ¥—r Y AENT4/ LDNAISEFEENTALC RS/
LOZERICEC U -R2EREREARD 46 XX EEFAEZF T MK CHMI3 THZ, CDI-HBEBEDE
MARRTRDHONZ T+ 7O KT/ LATIFEWZO., EHRLEZ—T Y ANZOEENTOAYATERDF] R
PHd, COFREY—TVRICIIRFDESERY —7 2V AGRCh38EHELT238 MbD#F =Ry —T VAN
BASIN, ZII21,956BDEEF (FV/\VEZI—RTB299DEGFZEL) HREHINTWS, §#&
FLWRE2Y—T VR (T2T-CHM13) %#SRBICUTEREY/ LBITHENEITT 2N BFSIND,

CEEIRZEASADTOY I ]
o &7/ LBRITERITEE

HHAETIE, DAPEREEICNIDLINRVWERDEEDH, —AVENDBREBEEZREICA LS
B, BREOBVWERE ICHLWARERMHT VWS 2Y /LB ERITHEDSE 1 RHM 2019 FICRES
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Nize RETEZEDDIZH=ZD. £THTHINTHAADT / LEEDREZBALNIL. NIGEFTOAE
REEHRHBEAEDDE LT, BENICIE. BRIFEEREEZBR&EIC. NMAICBWTIEERNN1A/NNV Y
DIREZEFRLIZ, SFEEFENMBEVEBEONACHBEGCTFEMNRREREZZENZVHE DDA, B
HEDOHA VNEDPAZED) ITOWTRANG6AFIESN (1385 /L) #EFFETCH>T= (2021 EE
FTCOEBIIN1ATEN) . £/=. #RIIOWTE, B—EBEGTFHEE (BHIAMAT71—%5), ZRFERE
(N—=FVVURE), EHREREEIOVWT, BEN’PFTE2HEEEFDOIC. BRAK 2.8 B (3.6
BT /L) EBRAFETHD (2021 EEXTOREIZIN6,000EH), CNODEITHERITHOFHIZREEN
BE SN, EROBIECETEFIOBEICIIFELRE DN o1z, F2IRELT2022F9BICTHEINT
24 BT ERTEHE 2022 Tld, 2022 FEHNS 5 ERANRBEELTI0AAY/LEEEZBIEY, B
BLECOBERIBHRZITTRIAR - BIRREICLIFRAFEFRBICLIEZETACTERHEENE
L. EEKE - £% - 7HTI7OREINEF. ELSICEEBLUEH., £2E - mMRESEOH D AHBNS
ncnz®,

cFEAEDIOYIVE

2013 F L&, EEMICABKEELT4NENETENZTNOEOBINEET 2T, 24K TL40ERNIL
L EDT/ LERNDHREDRENRE>TNDX,

F[ET(E National Health Service (NHS) AM—DOEREREE I XA TLTHS, Genomics
England /¥ 2013 FIZEKII SN, 415K RILEZBRNHEL 1055/ LORFZED=HA. ZNIZI£100
HBADHVREBET DD—MNBHALZDOREBRENEFEN, FLORBOZIAMREZOFHES
TR ARN—RTRIFEN?", Genomics England (3. BWINESS /LY —7 Y AP —EREHRICEZ,
Wellcome Trust& IlluminattED/SA— b =2y FEBEATZI3IDONHS S/ LY =TV RV 5— 1E#
CSNTNNAAAVTART AV REBNINATSA . NAF LRI M) — T—=9EV5—D0ob, T/
LT =% 3AILTERE) VI, MREEEEIINHST D H)L%EL Genomics England Clinical
Interpretation Partnership & 3 1L FIRETH D KEBUFIE 2019 ENHRD 5 EMIZ500 7
5 LERFT HERKRLTNS®®, 2021 FKRICT00K S/ LFAERE LTHEDEERD 2,183 RRTHLY/
Ly =Y 2B DA Oy hRY T4 —DIERNPRERSAN. 53561 (25 %) THRE/NU 7Y M EE SN2,
(2 Deciphering Developmental Disorders (DDD) fARLEZE THB, 2011 FELDFEBINT
DDDMRIFEEETAILZ Y RD 24 DD genetic servicesh’. FHET7 7> K (Health Innovation
Challenge Fund) & UK Department of Health. Sanger Institute. NHS National Institute for
Health Research HEZZ(H, NETIZEED 13,500 RADFEEEEHMETL. 4,500 510 F4Hx
LTk L=,

7IVAITBRENEET 2EREBREMEEZE Y, 2015FICEHENODZFTINAviesan (National
Alliance for Life Science and Health) (2& D 2016 FIZFEB S 7= Genomic Medicine France 2025 (&,
T/ LEBRENILATTITHE L. A/ R—2 3V EERFZHETDELIDY / LAEREEZHEITSHEZE
MEL, BI¥ 5 ERTBMIE8.22BUS RILZEHEL, EMND2.82RUS PILZFETZIEZRAATL
%, =T VRIF1I2BADBNARIL—TY M —ERZE>TITON, EXT Y8777 14—T
T—9%BRUKM, tHOERRVERT —IX—2 BT 2, CReflX (areference center for
innovation, assessment, and transfer) A"E&L, FAEKEE - AV - HDINRER FBRE) CEFD
R—MAREZED, 1AANEDER/ 1Oy AT I M) IIL—RU, 2020F £ TICEMB23.587 /LY —
TYURTEBFET. HUERBLHEMN(ZOREZEHHE6AF) . BBMEEZISAEIBETIES Y 5 FES (H
2WE175,0004" /L) %BIEISED2 39,

TUIY—7TlE 20125F L&D Genome Denmark AMEEN., AV EREREK, SHIZTVYY—V7ASRY/
LEERTHENT, 1,350 US RILEBAFHHE LTS,
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IRARZ7IE. 20005 &N 52,000 ADYT/ LT 4 REEENT. 25 /L« TVYV—LY—T V% TWE
RIBHREEEBISHE WD, 2017 FI2(F590 75 US RILABFF LD HESN. SHICT0AADIR— MSEM
TNTVB?,

747V R(E2015~2020F (IHMF TBEN5,900 BUS RILEHE L 71 VS5V ROBEMNSRBT — 9N —
RENTAVIZ&EBRLT /LT =5, X9T—5EBFHILTZHRET %,

FZVF1E, 2016-2025F(ZRadicon-NL THAMRBICEWTERET /LY — T Y RAZEOFRMDE
Bz /NS OR— R THRERT 5, IHI22015FH B Health-Resaerch Infrastructure (CEWTT /L
OREEHRERET 2E—D1 Y 7S5BFEEED D,

24 R(32017-2020 F (27 —%1ZBILT Swiss personalized health network [ZEW TR A X£2+ T
BTV 75EEIZ6,9005 US RILHEET %%,

MLAF2017-2023 F(ICMLAY/LFAY TV R T T0FADY =7V 2% FELTNS?,

F—=ZARZUTIE 2014 F(C Australian Genomics &#FB LD, 78 DIEMH OB IN, BEI SRS
h—. BREREGEEY —ER, AERKE®EEST® 3, 20154(2131,900 5 US RILE B ZERESH
RIABRDPOIESINT /I REANIIAT T ICRET MEEIRENREEEZRL, 7,680 US RILAYM
EROHFBNHYHTHND, Australian Genomics U T4 DDAR IOV S LD OEBRIND, 1. 2EHHN
IREEHT - ARRY RT—20, 2. 2ENGT —YEG BT, 3. . AKREHIE. 4. HKEELHE. THD.
AU LEDOFEDVERBEA YD TSy Iy 77OV T M30DEREY 1 M TE->TWD, A—RMFT7EF
BAFIZ 2019 F KN T0FELL EIZH=D 387,200 A US RILEMH T 5 &2 FKKR UTzo SOICEREFVIT
29—V JZ&B ANOFBEOMERED 7Sy Iy 77O S LIEMT1,840 A US RILEHET %,

KE(F, AR DAMNBWEENILRAT 7 RTL%EL. NHGRI (EiZk 7/ LR (£2011F &K
NG /LEZIZHEL, BELDSYRY—07OT 10 bMTONTE, HIZIE. BELNERZETIHE
BB, BHELREMER. 7247007 0BEES)Zyv7ETHS, Precision Medicine
Initiative All of Us Research Program (BEEERA=—27F 7 Allof UsHIRTOTSL) (3. BRRE
BAREFEELT2016~2017FICNFTSEUS RILOWEDL K IN, 2019 F(IZ1FEHI2T14.55BUS
RILODEIMFEARE Lz, All of Us TIZ 100 5 ADERAL RIEBEDRS VT4 7HEH N3 2023 &%
TIZ100 AU EDSINEHEZRLTARCEET10ERT 9% INET N5, All of UsI£2020%F
12 BIZBMBICH LT/ LBROENEFEHB LIPS, BICKBRICBEWUITSIN— o5 -0/ LE
BHAEATWD, RIESETHDGeisingerttdOMyCode7AT I MMIBELEDRegeneron
Pharmaceuticalstt&D/N\—hF =2y FE2FE->THBIN, REBMAZFI0OAICHLTEIVY — LRI %
TUV. FEOEREBRDT 7 ICRITHIEELTWEA, BESHREDERMAZ SHEA LTINS,
Foundation Medicine LIBEDAERD RAAMVICEWTKRLZ YT/ SV AR—ADTA N ERMHTI L&
EICEUZNAMRRAT (National Cancer Institute) OAARKT —FIR—RZE(CEEBY 5, 23andMe
> Ancestry #t €D direct-to—consumer (DTC) TAMETORELRRICHITIEELBRENR
LTV, BREBREDRIEIIHKS TH B,

FETIE, AY—ILTHY—ILT/LEFRLT, 2015F &0 6,0000IDF LWERKIEHREST /Lo —T Y
27— ERUMRE(CIRET S EMBRLTVNEGD),

HOITSETTIL2013F LD YT N / LA7ATSLELTIOBADY =TV RETDODI—T VR
SRICEBERRY MT7—0%BIH L, YUPT7SETICHIFZ AV A=) I -3V ESHEBEDS
WEBONUT7Y DAY O EERT 2, BUFHEIE8,0005 US RILTH D,

TSIUILTIE2015~ 2025 F LB BEERE I SVIAZVTFINESTEN, 52OWEBEREVIY—I
= YVRENAFA VT A AV TA—IT A7 ADEREREHRBTH B2,

FETIE2017-2020F(C10 Y /L7AY 7 MY R E T, ZOTAY T MIIE1,3205 US RILA
HESN, HBICT AT /L WHBRIZSAS /AL NERIZ10AY /LETILK. ZOBRTY 74 XY/

A
i}
M
- X
Pl
&
it
e
7
ki
5
bois

CRDS-FY2022-FR-06 CRDS B FRRAAEAR P RMIREEE AMRER LYY — 185



MEEEDHHIMEE | A7 TV - BIRESRSE (20234F)

A
i}
5
- X
7
&
i
e
7
Eid
5
bt

186

T LR T — 9 ERET B ENTFESINTNDD,

EBRLERAFEOBREHE LT, 1+Million Genome Initiative . Global Genomic Medicine
Collaborative (G2MC). Southeast Asian Pharmacogenomics Research Network, Human
Heredity and Health in Africa&h'$% %, 1+Million Genome Initiative (ZEM 24 hE (F—Z M7,
NIVF— TILAVTZ, vAT7FT. FTAR, Fxd, TYY—Y. TARZT, 74VIVR RA4Y, F
Vv, NYAY— 490VF7. ShET. VRNFZT7 IWoeVTILT RILY, AFVF JILozA. RiL
AL, RARZT, ARAY R0z —T v, %E) HET2018FICHBEN, 2022FFTIZ1007
AT/ LHBRZBDT = T EATEDESIITHOFLBA VT8 EETV. 2027 FEIZAITTRT —
LTy FEZ DR EED. IR - IS—VFSAXRNILRT T - BEBREREICRITEZEEBET,
G2MCI(F. 2016 FICFEEFIMEME UTREICRIISN., 1. BFZEOEBNT / LEEZ BT 2BICHE
ETHEMMNAFALRETIROFZRHTIZE, 2. HROEZDSMHBICHLTETDICREREEET S
T2V IA—LZRHBTEIE, 3. VY—RADZLVWEICES/LAEROERIIRERESIC (SEEED)
Fry7EBHZILEBNELTWSY, $LERBT 527UV I AEDDODERAL LT,
2013 F &N GA4GHASEBNABIA L. 2018 F(ZGA4GH connect A RIS NERB T -7z 7 UV oH
MELTNBZ 3

FOEEOBREZBIELZEEIYY —27LELT, International Rare Diseases Research
Consortium (IRDIRC) H'dh 3, 2011 HIKECAIFRSN. HHF2020F £ TIC200DBEEIFEAL
DFEDVEBIZZHMZREITZ2ZEEBRNE LD, BEIZ2017 F(Z200DEEIZDWTHER SN INER
[T THFT=122017 ~ 2027 FIINMFTRD 3 DDT—ILHRE SN, 1. 2 TOERFITTELRNIZERTES
Z&L 21,000 DF BB ERBINDZ &L 3. HAURBDOEGICA VNI SDHDEZMERBEDI IR A
EROBE. THB, BENSIZAMEDAEMLTNS,

» Genome Aggregation Database (gnomAD)

RALRIEEREZE IS MERICH75125,0006BDTYY —LT—59%15000BDE2T /LT —%
& L= Genome Aggregation Database (gnomAD) H'2020F5BICIERICRKKRINZ, ZDT—
IR=R[E, 2TV —LBRPET/ LB CRAESNCERBROTMICEBO TERARBERZRMY
%%, NEEY ST - SBITOBEABRT 2RVETILTH S,

* International Cancer Genome Consortium (ICGC)

KRBOFBZENSIMUT2008 FICHKE LT/ LAZELPBERZOEFMIRN O LI HAFTRKONAT/
LRELRETH 2, BAD25K AT TV hTlE, FABRHAEN S5 25,000 RIEDKABN AR
BOBMEIT>7=. 2013 FEN DI E >7= Pan-Cancer Analysis of Whole Genomes (PCAWG) 7AY
2 hTlE. 38TEEDNA. 2,658 EFIDES/ LETHT — 5 DIFEBITNITHhAL, FFI—REBDORZ1/3—
BE ZEVCEBEEFTICHAONZIFEHNENY—VOBALRE, E MAT/ LDOSZFESEBIHELIE
Bolzo EBIZ. DAY/ LZDBKRNEBEAEHT. 2015F(CICGCmedAEEHEER L. REL B
(CHEII2FBBBEOEREMREILCZODVILFAIVRAT -9 EBOEEZBEIE L= Accelerating
Research in Genomic Oncology (ARGO) 7AY ¥V hHHEATWS,

c FLHAMKEBICETZLS/ LERDEEZICES MRS EF

2020~2022 FEIZCAMED DZEFEEFEELTG1. 2TV —LY =TV ABT TERBROEEBICNT
DIFRMICLDEZRTEDRE. G-2. BWRARBRENLRWELHAMREZNRE LB RBATRMIC L
ZREMBEAREY —ABRRICOBHINIMRE. G-3. HEREZROLOORARERLHEHRDDeep-
Phenotyping Dt &N Z B U T-REMRLVWSFEEDT. AV I — Ry =V REZ ETHRMPA 2
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o 2@, Deep-Phenotyping 2B\ ENT 7O—FORENTONIYD, AHERELE, et
2011 FICEHRABH AR ERRMREEE UCREREGFRTEBAERORETRE. AEEMRE
MREEENICHE>T=e RERY—T Y BTN KARE—H (2011 ~2013FE). £ZH (2014~
2016 . 2015ENHIFFFENAMED (CB1T). B=# (2017~20194E). HMHE (2020~2022
FE) NEBND AROFDHRBAEES T LEBLMEEEL BT,

o REHWEEBA=>7F7 (Initiative on Rare and Undiagnosed Diseases: IRUD)

BRERNBFEZE LA OBEDEROF TEMICED ZENRELEE REMEERERSE) (3. 28D
EEEETEZMA ONT. BRREDN DT, BEAEFZEREOINOBVER, RLABERICKATHNS, IRUD
(FRZHENZNRICL/IZAMEDDER 7O T/ b LT2015FKDFEBIN. EIH (2015~2017
FE). HIH (2018 ~2020FE) AR TRES II1H (2021 ~2023) AETHTHZD, AFEIL.
FEUTIRUDLRYRBEE IRUD BTy ¥ — TR I, REMERBEMNICRHULTCEELTEIVY — L
MzT>CGECHNREZ@EALTWS, COBET, RALEBEESNDLEINEFTEEDRTDHRVER
FOEEN1HIDHTROONDIRE (WhHidD N-of-1BIE) %#f#RT S7=8. IRUD beyondiEZdD—
DEMBEDIFHMNT-Japanese Rare Disease Models & Mechanisms Network (J-RDMM) %2017 4
E&DHABRINIZ, |-RDMM TIIERMNETILEDEZAWVT. BESNEGFHIWIIEGFEFICOWN
TETIEMZELEULEGCFEEOREEZBITL. ZOEYENEREZHALONITEIIEEZBNELTWS,
$£—1 (2017 ~20194F) A& T, REFH (2020 ~2022FF) hETHTHDY,
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(5) BIZEITHIZRE
s B AUADHAREICHT DT /LER (NEHA. REFRBENA. MRHA)

T/ LERDERNRLEETHIDINABFETH DD, BEDHAYT/LEROFRIZEFNAIZEE
£oTW%, ZNUUADEE (NEHA. RERELA. MRHDAZE) [CEWTEERRY/LARTIIEE
DERNMEONTED., BATRYT /LERNORRLEONTWS, 20D, S 7/ LERDERD
RUHAGINDBEETHDHEEZIOND, 2016 FICHIZ LR ENANEERECEVWTE, HOHDALN
BAAICETHAREMNRDEENEDIAENTNEZEZERLTE, SEOHENTDCRERHICS
WTHBEBHNBRRENDERRIFTHDEEAOND, 2020 FOERITEEREFECMRIAZHRE
LTSBEF@BFT/NARILABESNTE D, SBRORBEIBERFIND,

* Cancer immunogenomics

HAlZ. BEOMBICEALEEDEGFRENELCDZEICESTRELEEDTHED ., BEDELE
HEBICEDBBINT, HRINTVWBEEZIONTVS (BADGBEERIMED) ), ZOtlEHL. BT
FERICENDTI/BEINEURERE LTECRRATYF AU [EES] ELTTHEAN SRS
N3EHTHZ®, ZORATVFFVICETIHEE. FROY—T VAR CEERNAF AV T747
TR, HLABAFTUEREDBRICENDAERKBLTE L, CNODRERESNDIERIL. EE
DRATVFFVDHEST. BHEREMIEC B/ THIEL/ SN ORI IZERTHZDH ST, RATVF
SUERIERE LR EDT A VR EICEN B EEZ 5N,

s FREYVIIERICLDFIVERRE

AUVREBICEVWTE, *ﬁgﬂﬁxﬁkﬁ#lyﬁ%h\a<%0)1§0)12MH35’§/\””’C$bt”rﬁ (FHREYIIER)
[CRBDEBNFLET B, NALERD, BE. RER1EGTFOEBICENT S, HAilllEERTEL2HL
KRR, BEROECEYAIVIPEAICE>TERIZHETH D, THEINFEEE. %%ﬁﬂ@ﬁa\?”@ﬁﬁ&fab\a
BWIAIVTTEENECDHEEERETVILBZHEE OO OEREL RN, BIEWY IV T(EE
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BFrICRE. M2ZEETVILEE(IFMBEWMER(ICHZEEZDND, FEICE>TIIZETVILEEHNH%IE
EDZLEHN, BEOHVEREBDELIVY —LBITPEY/ LBITOFHHAIDEE (2817Y—L30~
100x. £ /L30x) TIEFERELPTWV, FMHEZEENRZRONDEGEEE. 2T 7Y —L - 7/ LBIFICEWL
TIHEARDREEEAB LESE S, HHIVIFEDEGCFOERMEZENRONDHE(EDF/\—O— REIf
ZEERAVWTC, V=T VRIS—LEOHRMRRZEREDXAAEDIFZZENEET, WINICEXETEMER
NNEEDERHICHRNTFEEE IR DD D,

c REFE - BHEE (A8

BHAHZ1—FINRYNT—OREDRBEZBFEDHRICED, ATHENEE - BR - BAREHE
WNRETDHEEICH L. HOFEZEATE2LOLEVWVEREZRTLIICAD, FROREHRDEKIME LT
RIORELDD2H P, T/LERICEVWTEH, REFE - BWMEEDNT/LREDERICESVWTEEDER
PHIEICEDOETLAREICEO MY ERR L. SECREREERICELSEMOHIZXETE AN
DNREENTWD, o, BRI /LARICEWTHREREE - BREBZNALIN\A AV T4 T47
AFEORE - FIANEATEN® Y KELTREEROETTTHDEE DN,

* Genotype-Matched Treatment Z & (CHIKT 95 CKDB D i

BTSN/ LT7A 7 7LD ONEICBEN BRSNS ERZEET Z7HICE. VT7ILT—ILR
T—YIEBDAT /LT —IR—ADBETH B, DHETIEC-CAT DEEABE>7H. BELRSA
N—BEFERREAOBNENEASNRRINE SN TV S —MPOEHZRVT, BAHBEBDODFIREN
K- PRERANORRMUET -5 &7/ LERZEENTST —FX—X (Cancer Knowledge Data Base
: CKBD) [BFELBWV, TNHDT—9HBESE, SOHICEBNICEBEINNGE. <051 TDOEED
ERMBIAICRIIDBELT —IN—R £HES,

o B4 DEEDEMZNFEICHIY S Phase 0 Drug screening system B H

BNIZCKDBB LUV AI YRTLIZK > THRNV AT CE2EABRIBONNLE. ZOEFANRL(ICEHN
MNESH. BERICEMMEEHET 5 Drug screening system DFAENKROHND, ZD—DODAHEELT
HFSINTWBDON, FILH /A REFW=Phase 0 system TH 2, NAEBEDREHREN OB ONIEM
fELEUT3IRTIBET ST NAMBEOBEBRDEREZMFLI-EFIEE - BESEDIHILA /A RIE
BEMMRLICHEILLDDH D, BEREFDOMRZHES 2D+ RlEZEERTENE, BRICEFL
B FIAT7 7LD OB IENRRF TEDEBEFRZEE L. N2BETHILA/ A REE, ZDED2
BETEDHEZITSIIET. MBEEMREDOBANENERASINERNEZRESTHIENARER D,
Phase 0 & LTex vivo Y AT LICK>THEASNI-RAIERDORI S &[5 J & 128578, EAIAR - KE
TOCRDNGTALYTRERD, BEFIAT7AILIZEDE, ex vivo VAT LERVWGREEDE MM
%#MREE$ % Phase 0 system (E. BNALUADEREICEWTERAREI EHONTEN, KERDEERVRTLIC
EWTUIREDEDELDTHHAD,

* VILFA IV REM

Sk, HKRBEWEN. AYRO—LBITZEOZEEICESZEANBENICLS. JNBEOSWWAFY—
A—BOEELIOFTATILTVILDEARANET T —IADBITITZEEZIOND, ZZTIEE—EBEDLILOD
T4, BIZIE. B—BENST/LDNA, IiE. KEAROD3 BEZIEL. BREREGHOE RS
MBI ZTI ENRBEERD, BEAIVABITOERKIMISHIZILTED, ZhoZBRRRELLTE
WS 270213, RERI - LI - REZEVTOENHETH D, RESNTBRAETREICIGLTO
AU ABMNRETED LD, FEERREEREREICSWTIZRERHRENAN\VY (V)=h
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IWINAAINY D) DBENIREELLD,

(6) ZDMDEE

o« FUVEBDEGFZ

RN EHRZW CRELFEREFADEGFREE. 191%E (2022F8812HKS) CXTLR
SN0 (2020 FEED 725K 8), AVERBOBIINFEENELSHREDICRELTH 7,200 L LEET
310", BEKDEVEEORBIREBEBNER S, 2019F(CHAY/ LEETRIBBRADHAER
FIRRILRBEHN R — LD, FORBEIZFNZNERDERELTUIFZLTHD, RADIAXNENAE
EF/NRIVREICLLER T 5 SEMME (1/10UT) ([CEREINTWST=H, BER—ITORIIHNELL, ]
. ARBEEANT S DNAMEFN. RERER - EEROZEECFREETVELGFREDIV IS
[CHFE5LTWS, AT, RERFMER. BMLA., FALCO#. LSIAFy IR, SRLI. RBEER
MELV Y —FERB LYY - REEBECENRAELRIAIZE T, RELVTEEAR>TWD, LIl Bk
HEDBAT, MREESOBEN—ATOZEECFRANTDICARELIBERENIBCLEEND, &
DERBOBGRENREE LT, 71 CGHIERICEDLBES/LADNADIE—BECRUATOESHED
TRAERETEIEN 2022 F4 BENRBRINS SN EFEETH B,

e T—=HIITIVITENLAINYY

BONZKBET /LT =% HBOITSERT 2101213, Z<LDT/ LAERE. FICEGKEC/N\14
AV ITARRAVADBORAEED. NoDT—F LTV EATELIREDERNEE CHD, 7/ LT—%
DWEWRY 1T - BARVRATLOEENDLETHDH . HDHEICEVWTEI T TRVWEEZBN5,
2019 &D AMEDNEEB S B TERDIRNAA/NY T (INAANV T - vy, BICXAT1HIL -
ARNVOEE, F>aFIeydy— - INAANV Iy RT—7) BLUOZEHBHZBENAA1\VT (R
#HWAF - ERRENERKE - FUEAFE - BLKE) CRET IR - BRE—FELURET gL\ A/
OHEMIRR AT LDBRANHBE>TWD, T30 AR CHEYT 565 ARAEDHECH 20 5EDY/
LERZEDBITBEROEEE AR URRIREIZLTWNSY?,
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* Ethical, Legal, and Social Implications (ELSI)

T/ LERIIEBEDSWVERTH D H. AABRREOHRRN D, ZORBEWIICIFEESH KOO,
o, BRREREVOUEE L, DENGEEEREVN, Z0H, —REBROBRZBATMEN. E. &
2NAEZER T D2UENH D, oo BLAVVEIVITORBEBBCAMBERLEETH S,

KIvI3Y

T/LERICENDBENR(TE2RADBREL. ECFREICKDVAFRENNRESN. ZNICAILIDF
BREZEDBERENRIONDZETHD, 7/ LERDMRERARILTZLHICIE. FIVvISTOBES K
URHRARRRORE IDADREETH D, BEICED. EXRERRRHOEE (PMDA) »HESS
BRUBESTZADLELRIVI SV DEE. BXU. RERE - BISSHEREICAITTIROEATED,
ERHIUENHH/ NS,

CNAALVTAITAIR

KBRS/ LARELVOZDATH DT/ LERICEWUN A Y I AT AV ANEEREEZR-TZ
EIRALHTHN, T—YREBEARANDL T MBRETHZZEFHDICRBHINTVS, LML, T—%
DREDDERTHDZID. ZNOHDT —YDEBPENETDTTHONTEST, FHINTWERL,
DEBEORADREZ, HRT —5DEELEMICEEDD, BRHUZEEZEYZOME (CHEBLI/N\IAF
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AVTART AV ADBEDAMARICH D, BERMA/R—2 3V BEHRCER - EREBICEVWTEN
AFAAVTARIT AV AN DBEHRBERWREE LTEIFONTWED, REFRTATHD, FFHICHITS
T/ LEROENDZRTE. N AAVTARTA IV AANMDBERIZERDRETHND. BRI ENERF
SN Bo

s RENRE - FEERE

[EREZED—EERET HEREO—EOEITICH I EEFBHEABRREDTOERBICEATZ2ES (T30
FEAFBEREIIS) NFHKI0FE (20184F) 12B 1B LHEITINZ. BEENIZIE, BREKREDORH
IR2RMFEELT [ECFRERE - 2EHRE] MNRIToN, EREBEIICEESINDIZLEW>T, [E
CTFREEEBORRZRHOEM - BRRERMEZECTHEREEOEEE REARBEOBEERRER
BEDFRMERL, =720, FFE - BREZBZLTHOBEOENEEE (LRI exgIFRWn) ELTERE
T3] . ANBEEBEOERME. BY)CFHEOXRBEBELT. [MEBEEEEREDZRICKRLIBNHER.
ZDf, REBRODE=ZEDEZIE (1SO 15189) D#IE| LENFE(FO NIz, TS5 LIEREEZY )
73 BHZET, Whkp3 Laboratory Developted Test (LDT) DEMAAIEEICRD EMBIRTEDH, ZD
RICDOWTIIAABELRERITHRWV, 2. NGSZEILHETHEBELRMZAW T/ LAREDOERICEWN
TE. ZORBIROEMIICESCBEEOHER. REERAEAE TCOREBLXL(IRBEETHEREDORE
(LDT) OBEOHERLE. ERICEWVEREDN DS,

(7) EBRE®
- o 7z—X | Bk | FLUF EEORR. FHOBISSECLIRIRE

KO ESICKBES /LTAY T SO REBENESNTY
BV, BRIEGEM JapanmEDTAY TV MO BIASNI,

- AT/ LEBFREICEWTL, BICAKRIZZWES (BH A, FFEN
Ao BATHEEAIKY V/NERE) IZEWT, BELRRENRDHS
N5,

B O 7 BRI ORI - 24/ LBFNEEIETR T, JE—MET
HEE—RTBHEELIFTNS,

-2/ LANBITERTHEREORBEEL IOV 7 MIEF SN,

B INAAAVTAIRTAVAANMDZ UL, T=P2 77UV TE+D TR
[

- NGSCEENFICHIT2EREMOBREE. KEIENTWS,

-INCCAYANRIL] BEDEHEDEGFEN/ARILOBEFENEAT
W%, &2 2019 FICEEFRBMT/\RILDRREE SN, T/ LE
BORBINTVWDS, LKL, ¥/LREZT>TE. FRATESHDF
BREAKE LD EEDD DR,

CBEEENBVELCERT ULERBBEDOADABGF/NRILRENR
fREREL2

SRE - RBE | O 7

- NIHZHQZTCGA. All of Us Research Program % E L DK
7OV MYETL, HRE)—RFTIRENRESINTLS,
BT LB, BTV LB YILFAI V@R, YV TILEIL

oo
BRI © 4 AT E DRITD. 259 RV 1—71 V5 - A\THEREEED
B RRAT AT 2 2L A2 OIREITII N T, B BOEENT
*E bﬂt\l\éo

- KETHRESININGS ZAWBELGFET/NRILRED 3ELEFDA
ARINTWVWB(ED. ZHOEGFRENLDTELTERIN, EE

ISR - ¥ | O 7 ELTHIZLTWS,

- NCI-MATCH BEERED/AR 7y bERER. N-of-1 BEATTHhN B4 E,
HRERORBN S RHAEANR SN TN D,

CRDS EHMRRAEARZRMIREEE TRFARER T — CRDS-FY2022-FR-06



FAEEROMEIREE | A7 HA v - [REFESE (20234F)

- =EM 100,000 Genomes 7AY 7 M TRACERx 7AY =7 b ¥
BELRBRT/LT7OD Y b aEET - ERSETED, ICGCHE
OEEIVY -2 T LTEEERREZRIZLTWS,

- "RED Deciphering Developmental Disorders (DDD) #f3e(&5
EBEEICHIIB—TAvITAT LI M TH B,

cTISVRAL TYR—U, IARMZT. Ta4VIVR RARELZNEN
WMBICERLNILDOY =TV R%ED, NEIZEWTEHEBRED
NROHHND,

BRI - Sanger Institute 0\, REKD/NAF AV TAYT 10 AFbli %

BLTW2,

- Genomics England (33 & DEHEIC L B ISARBETRELEATH S,

KEEHBRLUTHEDTERWAD, ZEEP TS VAT, BREETY/
LEBIHEESNTVND, TR T CEIEBRHBEVRKSEISS/LE
BICHNHETHRE, BZEOXRIGICIZIES2ENH S,

- BN 24 hEHYES NS B 1+Million Genome Initiative A12017-2027
TEATWS,

ISRME -F% | O .

- RES/LRETIE. /LTI DEPERTFENDBSHEELT
WD, BEELRFEELSEZESLE LSRRI Y FILOBITAERSN
BE5120, BRMRENDDH B, China Precision Medicine
Initiative Tl&. H+HERILUEOHEENRLONDFETHH. ¥
ExBIAHASAO IO TV MO EITLTWS,

thE - BGlftviCarbonX #t A EHRERD Y/ LRI - BEARILS

NTEH, MBIZDNBSEQREDRA RS —T VP —DREREIZEE

NHATWNS,

- BGI DRI, MGl > —7 v —DRFKERTNIERIED
ISR - RBE | A 7 - ERTOEBIZEATHAEY, BN TORFEITEREDAFHHE
THH, BEIGANTERVREEREAD—DEEZHND

A
i}
7
- X
pal
&
it
R
i
F
&
=

- Korean Genome Project (1K genome) DRRHA 2020 F(CHKERS

7= —
B X Nize ZOMOEFFIR CIEE T > =FIZA DR,

- Cancer Diagnosis & Treatment Enterprise (K-Master) %
Precision-Hospital Information System Enterprise (P-HIS) %

ISR - B | A - En7AY I MI&D BREETT/LAERNHESINTED., —
HTIFAERELDETLTVSED, +2LIFERLL,

- Macrogen Korea #t ¥4 45"/ LR - ISARRKICES LT\,

HE

(1) 7z—X

ERAR : KF - BffaE TOERMROEHH

AR - FI% | \RiTFFE (YOS TORKET) O#HE
(2) R XARORREEECUIFHETI3H<. CRDS ORE - REEIC KD

O : FICEEELES - RERVPEZITWD O EEWES - RENRATWVD

A BEEER - BRARZITLEW X IFEYREIFY - RRFRATVAEN
(£3) hLY R XIZTT1~2EOMERMAEKEDEL

20 ERMEE, - BRI\ TRMES

&% - 5|AXH

1) BXZAREREABRAERMARAREE 7/ LEERMREET—F77IL—T T/ LEEWRRHE
ET—F VI —THREE (Fk 284 2 B) (https://www.amed.go.jp/content/000004856.pdf)
(2021FE2B1HB77€R)

2) BEER@E HDNANERHERARFE (F38) (F305F3A) (https://www.mhlw.go.jp/file/06-
Seisakujouhou-10900000-Kenkoukyoku/0000196975.pdf) (2021%F2B1H77tX)

3) Collins, F.S. and H. Varmus, “A new initiative on precision medicine”, N Engl/ Med 372, no. 9
(2015) :793-5.DOI: 10.1056/NEJMp1500523.

CRDS-FY2022-FR-06 CRDS B FRRAAEAR P RMIREEE AMRER LYY — 191



MEEEDHHIMEE | A7 TV - BIRESRSE (20234F)

4) Cancer Genome Atlas Research, N., et al., “The Cancer Genome Atlas Pan-Cancer analysis
project”, Nat Genet. 45, no. 10 (2013) :1113-20, https://www.nature.com/articles/ng.2764
(2021 2B5H77tR).

5) Hutter, C. and J.C. Zenklusen, “The Cancer Genome Atlas: Creating Lasting Value beyond Its
Data”, Cel/ 173,n0.2 (2018) :283-285.DOI:10.1016/j.cell.2018.03.042.

6) Ma, X., et al., “Pan-cancer genome and transcriptome analyses of 1,699 paediatric
leukaemias and solid tumours”, Nature, 555, no. 7696 (2018) : 371-376. DOI: 10.1038/
nature25795.

7) Grossman, R.L., et al., “Toward a Shared Vision for Cancer Genomic Data”, N Engl /) Med 375,
no.12 (2016) :1109-12. DOI: 10.1056/NEJMp1607591.

8) Consortium, A.P.G., “AACR Project GENIE: Powering Precision Medicine through an
International Consortium”, Cancer Discov. 7, no. 8 (2017) : 818-831. DOI: 10.1158/2159-
8290.CD-17-0151.

9) Saito, Y., et al,, “Landscape and function of multiple mutations within individual oncogenes”,
Nature, 582 no. 7810 (2020) :95-99. DOI: 10.1038/541586-020-2175-2.

10) Kataoka, K., et al., “Integrated molecular analysis of adult T cell leukemia/lymphoma”, Nat
Genet. 47,n0.11 (2015) :1304-15. DOI: 10.1038/ng.3415.

11) Nakamura, H., et al., “Genomic spectra of biliary tract cancer”, Nat Genet 47, no.9 (2015) :
1003-10. DOI: 10.1038/ng.3375.

12) Fujimoto, A, et al., “Whole-genome mutational landscape and characterization of

A
i}
5

- X
7
&
i
e
7
Eid
5
bt

noncoding and structural mutations in liver cancer”, Nat Genet 48, no. 5 (2016) : 500-9.
DOI: 10.1038/ng0616-700a.

13) Kataoka, K., et al., “Aberrant PD-L1 expression through 3'-UTR disruption in multiple
cancers”, Nature 534 no. 7607 (2016) :402-6. DOI: 10.1038/nature18294.

14) Clark MM, et al.,, “Meta-analysis of the diagnostic and clinical utility of genome and exome
sequencing and chromosomal microarray in children with suspected genetic diseases”, NP/
Genom Med. 3 (2018) :16.DOI: 10.1038/s41525-018-0053-8.

15) Redig, AJ. and P.A. Janne, “Basket trials and the evolution of clinical trial design in an era of
genomic medicine”, / Clin Oncol 33,n0.9 (2015) :975-7. DOI: 10.1200/JC0.2014.59.8433.

16) Tanabe, Y., et al., “Comprehensive screening of target molecules by next-generation
sequencing in patients with malignant solid tumors: guiding entry into phase | clinical
trials”, Mol Cancer, 15, n0.1 (2016) :73.DOI:10.1186/512943-016-0553-z.

17) Kou, T., et al., “Clinical sequencing using a next-generation sequencing-based multiplex
gene assay in patients with advanced solid tumors”, Cancer Sci, 108, no. 7 (2017) : 1440-
1446. DOI: 10.1111/cas.13265.

18) AT/ LEERMEED Y Y — VT LBRR, A 0L EEHE T >/ — 2 TLFH= . 2017.

19) van Dijk, E.L., et al,, “The Third Revolution in Sequencing Technology”, 7rends Genet, 34,
no. 9 (2018) : 666-681, https://www.unboundmedicine.com/medline/citation/29941292/
The_Third_Revolution_in_Sequencing_Technology_ (20214£2A5877t2X).

20) Midha MK, Wu M, and Chiu KP, “Long-read sequencing in deciphering human genetics to a
greater depth”, Hum Genet. 138, no. 11-12 (2019) :1201-1215. DOI: 10.1007/s00439-019-
02064-y.

21) Wenger AM, et al., “Hunkapiller MW. Accurate circular consensus long-read sequencing

192  CRDS EMMRBEREABZZIMIREMEE HRBRUELY 5 — CRDS-FY2022-FR-06



FAEEROMEIREE | A7 HA v - [REFESE (20234F)

improves variant detection and assembly of a human genome”, Nat Biotechnol. 37, no. 10
(2019) : 1155-1162. DOI: 10.1038/s41587-019-0217-9.

22) Crowley, E., et al., “Liquid biopsy: monitoring cancer-genetics in the blood”, Nat Rev Clin
Oncol 10, no. 8 (2013) :472-84. DOI: 10.1038/nrclinonc.

23) Kim J, et al., “Patient-Customized Oligonucleotide Therapy for a Rare Genetic Disease”, N/
Engl/ Med. 381, n0.17 (2019) : 1644-1652. DOI: 10.1056/NEJMoa1813279.

24) Nurk, S., Koren, S., Rhie, A., Rautiainen, M., Bzikadze, A.V., Mikheenko, A., Vollger, M.R.,
Altemose, N., Uralsky, L., Gershman, A., et al. (2022). The complete sequence of a human
genome. Science 376, 44-53.

25) BEER@E [ (27 / LEBTERTEHE2022] (HE) | E+2E27/ LBTEOHEICREY 25
Z8% (2022) https://www.mhlw.go.jp/content/10901000/001012425.pdf (20234285
H72tXR).

26) Stark Z, et al., “Integrating Genomics into Healthcare: A Global Responsibility”, Am / Hum
Genet.104,n0.1 (2019) :13-20. DOI: 10.1016/.ajhg.2018.11.014.PMID: 30609404.

27) Genomics England Website (https://www.genomicsengland.co.uk) (202125877 tXR).

28) G.P.P., Smedley et al. (2021). “100,000 Genomes Pilot on Rare-Disease Diagnosis in
Health Care - Preliminary Report” N Engl ) Med. 2027 Nov 11 ; 385 (20) : 1868-1880. doi:
10.1056/NEJM0a2035790. PMID: 34758253

29) “DDD study” (https://www.ddduk.org) (2021285877 tX).

30) Genomic Medicine France 2025 (https://solidarites-sante.gouv.fr/IMG/pdf/genomic_
medicine_france_2025.pdf) (20214285877t X).

31) Stark Z, et al., “Australian Genomics: A Federated Model for Integrating Genomics into
Healthcare. Am J Hum Genet.”, 105, no. 1 (2019) : 7-14. DOI: 10.1016/j.ajhg.2019.06.003.
PMID: 31271757 (2021&E2HA5H77tRX).

32) All of Us Research Program Overview (https://allofus.nih.gov/about/all-us-research-
program-overview) (2021F2H5H77tX).

33) “NIH’s All of Us Research Program returns first genetic results to participants” https://www.

A
i}
M
- X
Pl
&
it
e
7
ki
5
bois

nih.gov/news-events/news-releases/nihs-all-us-research-program-returns-first-genetic-
results-participants (2021285877t XR).

34) MyCode Community Health Initiative (https://www.geisinger.org/precision-health/mycode)
(2021 2R5H877tR).

35) “10 countries in 100k genome club” https://www.clinicalomics.com/topics/translational-
research/biomarkers-topic/biobanking/10-countries-in-100k-genome-club/ (20234285
B tX).

36) “European "1+ Million Genomes' Initiative” https://digital-strategy.ec.europa.eu/en/
policies/1-million-genomes (2023%F2B5H77tX).

37) Ginsburg GS, “ A Global Collaborative to Advance Genomic Medicine”, Am / Hum Genet.
104, no.3 (2019) :407-409. DOI: 10.1016/j.ajhg.2019.02.010.

38) Enabling responsible genomic data sharing for the benefit of human health (https://www.
gadgh.org)

39) IRDIRC about (https://irdirc.org/about-us/) (2021E2AB5877tX).

40) Editorial, “A milestone in human genetics highlights diversity gaps”, Nature 581, no. 7809
(2020) :356.DOI:10.1038/d41586-020-01551-x.

CRDS-FY2022-FR-06 CRDS B FRRAAEAR P RMIREEE AMRER LYY — 193



MEEEDHHIMEE | A7 TV - BIRESRSE (20234F)

A
i}
g

- X
pa
&
it
T
i
F
8
=

194

41) International Cancer Genome, C. et al,, “International network of cancer genome projects”,
Nature 464, no. 7291 (2010) :993-8. DOI: 10.1038/nature08987.

42) SM2EE [HAMREBERCMREE] (1 XLE) ORRBEIZOWVWT (https://www.amed.
go.jp/koubo/01/05/0105C_00029.html) (2021 2B 5B7 7t R).

43) RZWERBA=>7F 7 (IRUD) (https://www.amed.go.jp/program/IRUD/) (20214%2H85H
TUt2R).

44) About J-RDMM (https://j-rdmm.org) (20215285877t 2R).

45) Schreiber, R.D., L.J. Old, and M.J. Smyth, “Cancer immunoediting: integrating immunity's
roles in cancer suppression and promotion”, Science 331, no. 6024 (2011) : 1565-70. DOI:
10.1126/science.1203486.

46) Schumacher, T.N. and R.D. Schreiber, “Neoantigens in cancer immunotherapy”, Science,
348, no. 6230 (2015) :69-74. DOI: 10.1126/science.aaa4971.

47) Liu, X.S. and E.R. Mardis, “Applications of Immunogenomics to Cancer”, Cell, 168, no. 4
(2017) :600-612. DOI: 10.1016/j.cell.2017.01.014.

48) Sundaram, L. et al., “Predicting the clinical impact of human mutation with deep neural
networks”, Nat Genet 50, no. 8 (2018). DOI: 10.1038/s41588-018-0167-z.

49) Zhou, J. et al., “Deep learning sequence-based ab initio prediction of variant effects on
expression and disease risk”, Nature Genetics 50 (2018) :1171-1179, https://www.nature.
com/articles/s41588-018-0160-6 (2021F2HB5H7VtXR).

50) “RIBINE SN TV S ERFMIRE" http://www.kentaikensa.jp/1391/15921.html (202342 A
57 tX).

51) “OMIM Gene Map Statistics”, OMIM Morbid Map Scorecard (updated July 30th, 2020)
https://www.omim.org/statistics/geneMap (2023F2H5877tX).

52) AMED LRV Y =R : NA ANV OEMBRRI AT LDEBRB—ERND/NAF/NV 0 7 #E TR
BI 265 AREDER - 20 FHEDOBEBRN —FETREREIC— (https://www.amed.go.jp/news/
release_20191028-01.html) (2021 2B5HT7 7t X).

CRDS EHMRRAEARZRMIREEE TRFARER T — CRDS-FY2022-FR-06





