®
g:lllil

DAEOREER Y AT AICETET ) AEHROEH
- RE SRR v 7 - Ol #lAR LRS-

o B oBA FE P HE RV BPORE EY R OEE M Y FESERTY R P R
TOIE Y E R R WY FreHEE e AT R R
EV S EEMEREE Sy Y — AT A AT I A Y — ST —F o TNV —F

IRYO Vol 69 No. 879 (375-382) 2015

TN T AEBRE G [ AERE MR ICHANT, CoRRE D LI, XD R - BRI
WERDBW - ERRERIT) ] S EERERL, BIRNA 287 hORR ST, N - BiF
WA 87 PARELGHETHL. 77 2RERINE T 27 ) AEFRIE, RRLKRE, TORKELO,
WFFEDEPIRDL « BRI S LTREITEHT L 20, HEROBETREL T -7 B2 MEC
VT B0, EEE L BRRIGH & OBELXHPEL R YO0 H B, 199042 52003FF TO L
MU AT ZIEMEE LT, v M AREASEE, kI Y — 27 = % — (next—generation se-
quencer : NGS) (—383p =) OB - AR ZWEHE LoD, HEFLWAE—-FTHERELTWY
5. NGS Effi % 384 2 KE T, #WHi EoRPEETEEEOERTZN, A OHTERIEIIHT
530 8=F VBWEOMT R EOFE T ) ARBOBKIEHZ T TIZHE > Twb. —J, bt
ETIiE, 6 00FENEERMEREMEL Y 5 — (NC) 25 2014ERS’FTFYaFbtry— N
A4 N2 « &2 v h7—2% (National Center Biobank Network : NCBN) Z#& L, #H/zl2 X714 A
77 Lt vy — (Medical Genome Center : MGC) O¥fiz b TH Y, K%, BEEK%ETH, &2
HRET ) AEHROEMICETLTC0A, SHREGEOMICIE, 7/ AERONREE - HES MK
KL, L EMoOEENA, TBi - LCHIEBRICHEDIB> T b0 LIS, 7/ LGNz E#R
JSNVAT TASERT HBIE, ZOBBIERE VO HE, BRVFTRA~OMNL EiZhy ) 7
2Eh), WRPOEBOEENROONLEY ) LAY —2 TV A7 — 5 OFFHLE - SWEEM, 21T

[EI37 BRI IE X~ 7 —  WFZERT, 1) BN BHFEHRTEL > 5 — WIgEERGR, 2) B ASANZEY v ¥ —  WF%ERT, 3)
E A AR AN SE 2~ & —  MREREZERT, 4) ENZARHRE R v 4 —  RWESEIZER, 5) E LG IR A
Wiget v & — WigeRr, 6) ENLAAMNTEL Y ¥ — WigEEEt v ¥ —WiREHE, 7) ENZEBRERDIEL 24— B
FREHEER, 8) ENEFEHMIZEL Y& — WA, 9) ENLKEEHENIZEL » & — WIREERE, 10) ELEE R
Zek vy — WigEEr T EER
FREREE  IEEBEL  ELERR R TE e v & —ESEET WG B S TE
T162-8655 M HHRHTEX A1 1-21-1

CPER274 3 H20H =2 A, P74 5 H 8 H2H)
e—mail : nokato@ri. ncgm. go. jp
Perspective of Genomic Medicine in the Japanese Healthcare System : Activities of and Propositions from the National
Research Centers for Advanced and Specialized Medical Care in Japan
Norihiro Kato, Masashi Kaichi”, Takashi Kohno?, Yuichi Goto®, Mikiko Saito”, Toshiaki Shishido”, Masafumi Shimok-
awa®, Shiho Takaoka”, Shunpei Niida®, Hiroyuki Hori”, Yoichi Matsubara' ; on behalf of the Working Group to discuss
what a Medical Genome Center should be in the National Centers, Research Institute, National Center for Global Health
and Medicine, 1) Division of Medical Research Management, National Center for Geriatrics and Gerontology, 2) Na-
tional Cancer Center Research Institute, 3) National Institute of Neuroscience, National Center of Neurology and Psy-
chiatry, 4) Division of Policy Planning for Medicine and Research, National Center of Neurology and Psychiatry, 5)
Department of Research Promotion, Research Institute, National Cerebral and Cardiovascular Center, 6) Research Ad-
ministration Division, National Cancer Center, 7 ) Division of Medical Research Management, National Center for Global
Health and Medicine, 8 ) National Center for Geriatrics and Gerontology Research Institute, 9 ) Division of Research and
Medical Administration, National Center for Child Health and Development, 10) National Center for Child Health and
Development Research Institute

(Received Mar. 20, 2015, Accepted May. 8, 2015)
Key Words : genomic medicine, proactive medicine, incidental findings, whole genome sequencing

IRYO Vol 69 No. 8/9 —375—



MR B & CERE AR BLE D S ATZHA OB, D) 2§ (BB LR WETORE - BE~0
B, R EMETREFEEIL V. AFTIE, DPEOREER S AT AIIBITL7 ) AREOR
2, ZO%PTO, 620 NCORY it MGC HKREEIZ DWW THERL L 72,

¥-U-F 5/ LER LHERE BROAR, £5/LY-7I22R

i C &I

7 AEFHRE, 7 LG E RIS T,

TORRE D LI, L DRRE - BRI RDZ
Wi R ERITH ] L ERBERT L. B - WF%E

OBEPLT 5L, BETHA (genetic testing) 25,

WH, ¥ v8r a— N CEAORKEL o,
FE D DNA WH 25 Z L 2T L, 7
J WA (genomic testing) &, SEAT9 5 MakIZiH

55, 7/ MEHCEIE 2R e - RICZL T,

HHTAEBICEbAINY - 3 v (B) 2%
WICHERTHEIDTHE. 207 Akl

50 WEFRZ, BERLLERE, FORZFORO

WFZEDAEBIRDL « BRI S LTI T 5 &
WY, PEROBIRTHREEIEE 72 B A&
VM 5720, EFNIGE L BRIEH & O 72 X5
PHLLRDDODHE., TRIZED R, BH - #
BREDr ) MMEREWORS ) 2 TD, 77 A
ETTANY —HEOMENPELTETV S,

T/ LAMZRRDEF OEERRENR

19904E 72> 520034E F TO L b7/ AGTH % ik &
LTt M7 aRamige (LU, 77 A0k%E) 1EH
HELWAUE-FCTERLTEY, kit -7
~ % — (next—generation sequencer : NGS) @ B
3 URDCOWE Lo TVEILIIV) ET
b,

7 LERIE, BIRNA 27 bORBRLT, T
J DGR BT B - R A 287 P B RE
B THY, BT FyL ALl T, K& 4
OOIHE-DOKEE - Y — VO R%E, @ bioinformatics
WRE % EDOANMER, OEMEREOIE (N1 F
NV 7)) E-omics FHFDORME T — 5 OEgE, O
HILY AT L OERi-ZIIR L TWDH. ThH0OR
B, 7 AR OEREREICIN T, K£4ERS
NALRADRRRE R > TWD, 7T F B & &
— 7 XYy T ORER L - ART A MEDBA T %

— 376 —

B2 B W T, microarray i 2% E B HapMap
FHH 22 EIZRVICERR L 72, € O NGS O B% -
BREDBHEA, 10007 AFTHIAEHINT, v
77—y EROMINA—SICHEA T, 30T D
BHMEHRZZTTH F AN, VR OB KL T — 5%
wmE b7, TOWEEAN ORI (AT O AL,
T — & AR - WS LB oM B L) (3%
XTI E L TERIN TV A,

KE - RETOT / LEERBR{EAD
V) 8 5B

KENX, 202046H F TIIZE B LERENOTD #
AV —REIERILT 5O L FH LT3, National
Institute of Health (NIH) @ Genomic Medicine Pro-
gram X Precision Medicine Initiative 1Z, 29 L7z
BEICEOSEHEAEINTBY, 505 54E%D2020
EPIANVA M= EEZ LN TWAY, Genomic
Medicine Program ®#:1x 62> (BATF /L, 77
—< 2% ) 32 A, TestDrive Program, #AR%
J N, WK DERY AT A, WAV EETER R
BW) THY, EEELTUL, LI HBATE T
DB ET P) EFohTnwd, Ihb ok
Bux, &80 1 o7 dhR&EwZ LR LI,
BROEFICHA DY, ThEdTHTHHEE L
T AEBEPFEINTWAEZ L2 ERLTWA,
29 L7y /) ABRBOEBALIZING T, RETI,
NIH 722 12388 S 7z “Test Drive (30E¥z) Pro-
gram”2S20114F X 0 AT TH 5. F72, 20084FE 7%
5 NIH Clinical Center Th#h & 11T\ 72“Undiag-
nosed Diseases (2 Wi &) Program™ 73, 2012
SEDRBRII R PRSI SN L eI, R
M TH 5 KEA VI FHEH, 20134E10H £ 0,
KT 12 TruGenome K Wi BRA D — X
ZHIG L7z S 51220154E 1 HiZ, 10000 AD K Z
YT 4 T -3k — Al EF W % & £ Precision
Medicine Initiative™ 233208 S 17z,

KEEIT, 77 ZEHRITRIIN - B IZHCD

Aug./Sep. 2015



FHATWDLDIIZETH L. FEIZX, 2010412
“Stratified Medicine (J& I LB © SEABIME 2 (24 Bl

LEHEIZIZF L) Gl 2z b EF, 209 2T,

5175 ) LAy —2 1Y 2 (whole genome
sequencing: WGS) % & A 9 X < 20134F 12100K

GenomesProject (105 A7/ A& : http: //www.

genomicsengland.couk/) # 7. % bk IF 7z. 100K

Genomes Project &, 2%A (EEHMEOMBNT &),

FiE B, EYYE (HIV, ##, CHRFLRY) o
3o% TR BE LM EMNITT, SO ATDOe b7
IRy —0T 37 LEDEVIHEETHS.

HEGZ, B - B ZofoBdasE L EE L <,

personalized care & K/ NNVAFT T « VAT LD
RIIEAT LI ETHY, MEFEIRBRGIES 0 #E N
ZHHICEE, KESOPSEPHIET Lo L3I
Hcehsb, HEETIE, FTBERSOGAZSRE
L7z UK 234 F 82 7 %20064E 1235 BT, i
PR, WEE 7R & OAARGRRL & R - RS IR OIUE,
BIXORMMW R BHREZHEB L. 20Kk,
Stratified Medicine &1 (20104F), 100K Genomes
Project (20134F) N H#EATETWVE. 2Dk
2, A TN 7 L EBALERE, & {12 WGS D
WHANE W RERFIE, 7/ AEBEILICH
F-EBENENE R TEHDTHS.

HHIETOT / LAEBERR{EADEE

HAETIE, FR2EE (20114F) 75, 620
] 7. 55 B B P B 92 & ~ # — (National Center :
NC) DR TF Y aF Lty ¥ — - NL ANy -
% v 7 —2 (National Center Biobank Network :
NCBN) Z#lkL, 7/ & - FEEBHAM OB

AR 2 et 2 720 O R O M 2 HED TV 5.

INA FoNy 20, I, MRk & o ERRE & AR
T M - MRS A SRR ISR - RE L, BFE
IR LR L T VAT ATH L5, i
WIE HAEELIIZE (FS v AL—YaF b - U4
—F) FCHWALIEHSINEGEL2bDTHSD. 0%
N, 7 2EmRE, REBOBRFE DR _EREY)
RIBEERIEHT A2 LI2X ), BEOHITR
RozTe, WERISHZED X9 L3500, AT
MATHATAANT ) Ak ¥ % — (Medical
Genome Center: MGC) TH 5. NA F N 7 &
MGC (23§ 2 E IR e BN T— 5 &2
FIEMOMARETH Y, & ATHMEKREB T — 712 WGS

IRYO Vol 69 No. 8/9

# o8

iz &l a, ICT (HHBERN) 1770
Hehi, ARBERAORCRE 72 2B\ THEER Ze ks - B A
BRVLEELB.

K, BEERETYH, &2RE&7 7 LAEED
EFICETFL TS, WDO0DKRFTIX, NC L
[k, FRBIZIEH L7220 TN 7 O#Ah D &
NbEEBHIZ, 7/ LEH, 77 AERSEREDY
Mam L&kl ShTwb. NCBN DAk,
[F—F =24 FERBEOERTT 7T L/ 8L F N
YO VXNV RBARAT A AN AN R L
DRKBBENA ANV 7 HEDHEE SN TS, T
HANBEBIEHSA R ETIE, 7/ AERICEDS A
MOBERK - RS, BRRARZ R & T,
BAIITIED DA, @ THEEREL LTomEE
H, WENISOBRE D ED HN2oD0H 5.

NC DER V) #HH

MGC 28 & \2&IT L & 9 &35, “Clinical Diag-
nostic Sequencing” & F-EN 5 IR B X IR E
FWIHH T 2R (REORKER AR
E) iE, MAICEWEENROONDY. S5%E
ORI, 77 DMEFRONGR &2 H5E - HES I
MERIER L, X0 R oEENA, FFi - Sl
WCHED R > T LIS NG, ZoBEoME5IML
PRoge &1L, BRRTEHIC, #E=EH (DNAX—2Z),
) BER (B Al L EOREY), BREETEHR
ZHAGDHEDLZ LI > TEMITRELZDDTH 5.
PIF, MGC ORkiE - #2179 9 2 TOEMGEIR
&, MGCoOH ) HxikR5.

1. 7/ LEEODNREE - /REE

WA, 7 A LX)V TER B OFIEREE O T A3
iconh T, "B oEZ‘IIMKLTEL 7
LNt OX G E D “HE OHPAE, B oz
N7 R O A 7 597, IEEHERD (225%
ZERL A U 7o) R R A, GhE O JEAR (TR -
T4 NVARE), L TADIKNTIHEEY 24
(A4 7unAtt—2u: BRMIE#ERE) I2F T
MHoTERY., ZHIHIBLT, HPEEMERED
BRIREZI & & B2, RO S TR a8
ADEBEERIN, BIXOBKIYET 7 b7 LA 7128
JAHERE DB EH ) AEEONG L LTiHEH
REDOTVD. 7 LAEBROT GBS - R L
ZR1IIRT.

— 377 —



1 JF/LEEOMRKRR - RELHE

KA - "R BE
D BARTER I AP BARTES L 7000 FEREAFAE S S LHEINTEBY, €09 b¥5
ELOEE (BH) BEFAIAETICRESN TS, —/, HRES

B GoTHTY, 7/Alﬁ%#ﬂﬁﬁﬂtt%%,ﬂﬂmﬁﬁﬁwﬁ
BFOERIZIZZENHAWET L — A5 MYB Y, 7/ 2REIE, Mt
EVRED [Fwm - B8] 28725370 LHfFshTws

A CEVENESS) JEESCTHED 5 WITBREICEH L Th L2022 HBL L, £
@%%%Wz%%ﬂ(“?ﬁ%%) ZX BEFEDS, A, PAHRHETIRER
Lo TWAh, [FHEAIL, W%‘%@ﬁﬁ%ﬁiéﬁﬁw& CHER R
JEBSHARORILZ W 25k D 5 5 78, WA 72T TH L, BT O
ﬁ%fﬁwﬁﬁ%ﬁ&é’ﬁ«é%b@:yﬂ:ﬁyﬁﬁﬁﬂ%%%ﬁbg
ncTwb

JEGE JEIE % 5] S 2 3R L EMOBRORTT BT ) KAEFRONL L 7%
B, JREARDT 7 MEFTIE, $TIS, BEPEES SRIC BT B IRt o [
%,%ﬂmﬂ%ﬁﬁﬁ®ﬁ@%§®%%&ET%%W%éﬂTBU,ik
REFEFEARDRFER T 7 b7 LA 7 DHIEICB VTN R TRERSD. —
T, mEEMOT ) AMEE, FIC %%mﬁ@MFEW%WW%E RITEH
(77—=a7 /3 71)®ﬁﬁ#%ﬁbhb

% N TR WA, DIEREFOGEMRT TH H0RE, BANE, 7LULVF—KERn L
O, HEOBWEMLRERBZZHNTHRETDHY, —#EHEWT, DNANY
I—23a VORTEDRIEY) AV %7 i+ 52 LIZWEETH L. PRt
ZO—EBi, EHE CRIENAIRDOBANY) -2 a3 VIZLH5DTHH
EHHHLDDH 5. EREERANOZENE VI BEILS, 77 AEHRDAL
AANTz, ZNTHREICHET 2B 2T - BHEREORSE, £ OHFRIE
W 720 ST EETH 5.

Jy—=<3a% )37 A PGx 1l 2 NAZ3E L 72383 5 o Pe g & TS 2 BRI 18 0> 72 0 (2B AZ 1
(e ) N ) (JATL% DNANY Z—2a VIZRELZW) ZIFHLE ) L) B X133
WIEE->TEBY, 728 2IEKE FDAKREDI L, EETEHHOOITAN

L X, PGx N[ F~—A—25e#lEIhTni

MAERZAZ ) == FAERDOANVZF TIZBITS, BUROY VFa< A - 22 ) —= U 7Ifb

R IRA HFHEELTO, &% LY —r LY AOH BAMEEHMASKE TR MICH#ED
ShTws. /2, FBHRMAICHERL TS, MEOKIEDNA 2RET 5
FEICXDB, ¥y QLFINIVI—) REDORYZ ) —= v 7t (Fir
7 HERTZI) 252013 4E X 0 bASETH BB S .

Z Dt v ok (B, R, kg (IR ABEN (R4 ZuoNg F—4)
& DA, DIEIE, I, FCERA R SIS b B 2 E A SN, AR
HEHEIN TS, <A 70N F — AP FOMIEF 2 o i h b § R THAN
HIFB A5 MENTIC LY, BRI HE O R 2 B 2R AR
BIORIEDHED LN TV D

600) NC &, ZUkich7=57 ) AEROTEE ZEVO—D1L, W% (research) & E#E (clinical
WE (R1) oXELZLOEMELTCBY, F practice) OXFDVHL L o TwaHZLEbh

7z, WHEBE & MRk 2 ARG S ORERE & FE O R é”’. PERIEIRKENICIEDDOREVEHZZEL TW
MbEaIhTnwasizd, 6NCHIFEL, k%% & , FHEMFE R SERICH £ ToME L 348
FEF R, RS LHEETLIZEIZE ST, &‘Z) LB L ARMEERE S A 7 L (learning health
EERICERTRER, 7/ AEROETV - Y A5 system) OEAEOLEND, 7 AEFEFEBLIC

LOFFICHBTE 5. BWTIREXINTWSYY. Z 0 learning health sys-
tem 1&, PRI EONE, et BHxsEE
2. 5/ LEEEREICHT -HR FRmiic e B3, Balbsh-BEiEik - &1

NI TOERBEAN L, Hlzkr /) AEHEE DK ANT DRBET — I X=ZAp 6y 77— by

— 378 — Aug./Sep. 2015



x2 J/LEEOXRKICRIBRELHR

BEE

B=E

70 WD T T A Ny — R

L )Ny —r 1y (WGS)
(2 & 2 T2 BT OB B RRE

BIEFHEERELE LTO
R B - L ORE

fr BRI R

BH - UHMEB L OAMER

HHAH

fEfRSt i, BERLSMBOREHmEBE L TOAESICMAZHETE
ZWIRRICH UL (ThbbiiEAmiREA LS Twiud), 7/ A%
HUTTANEI E A ENB VL OO, ISR & U TSI
B ELELEREZ#ETLIEROONS. 7 2L, HKERY
THHR MARTE R & L MATI 2K 2 10720, BIEHEE ORI
A DEEE - B DV AT BHEHEL TS,

WGS 1 Z E72RBERSCH 5720, T— 7 OIEMYE, 7/ AEROMEENE
(coverage) 7 &lx T4 Thwv., Z L CHMNMBEED 2 2M21%, BR
IR S HR MR (R ) 2375973038 F 5720
JBNO clinical diagnostic sequencing 233 & 7 5.

HROWRMAC Y — 7 = — DRI, BFEFT—ECAL VI BN LT
LETHERVAT, BEKRAEL LToONWEER - WERALSLE L S
N5, KETIZZOEREIL (CLIAFRERY) WNEDLNTWVEY, b
HETIE, MY 2 R O FEE IVWE ZRT ShTun i,

77 WEROFEBANT T, BT CRANIAT DN IR ALIE D
Hig &3 Bon b8 < B - BBREB L OE_IHICE 5T,
EEI, B0, WG O—EOREEATISEITH0) o) v
MHEBENTVD., 7/ ERIZOVTIE, 727 LA #BREOMS
Hef) &, 794Ny =0 (1) BIUENORES K& 28
Thhb.

PR OFERED, ) AREOER - Ty EHE LY, BED
LOEM%E SN2 LT, 7/ AEBRORARCIEE R &H2H) &
HESNTWS., 22T, BREFHICBVTT  AEHRE LUK T
&L L ANVOMSNIEEOBRSRHEINTBY, 2220 ELRED
BBHEORTE, AMEBERLZ Y, ~VAF 7RI oKHRIL S, B
ed] (BEH) o, BESFIZonwToHE®R (VFF Y —) Of LA
ETHAH.

DYPETIE, I —HOBEFENREZ R TRBGEH & 2> Tuian
728, WET - 7 AMEDOIZEALITARSH GEERES D) Hwv
Ligifgee LTiThbnTws,. L L, sdEElEEOBEEEETE
RIZR-TH, ZOBRNERIKE L, ERNRIEWR - N ATEIAF
HETHLOMAEAEL, BNAHZEIT 00 MEIIKE %2
MR oTWnA.

%Il:l

AT [ OHGRE BRFEE R B R R TT
LENEWVILDTHE. 29 LA Z Y 7 4
EHIEATHICIE, AVAF T 2t 5 520T
O [FER»S, S, SR ETOMEBE] HRIFEMIC
#EE ko, #YRZERKEE, VI AL—Y )
VoY —FD0DA 7 IHEMmERAIER S
H. FTICE, BB R - TR A i 272
HERABORE (ThbbNA N0 7)), BFE
0 NENTEAN, MEEEET ST — 7 NX—ARED
i, VOO DY — /T TY X LHEHE B
DA EB LNV R TIREZENDHT,
BIOF—2 - 770 —FBREELL. T,
learning health system (23t L7z, & o H Ok

EME (autonomy) DORFEBIGRIEM SN TWED.

IRYO Vol 69 No. 8/9

) AEHRTERT LI TR, ST LME
RIS DB H Y, FOHIIOW TR TR
N5, LIFLIIERINDBHETH LA, 7/ L[EH
OEFULIZIANT T E L ICEE RO, BaTEHRO “#
Ro7-bo5e” THsb. MEBEMOHEE LW
i S & & B2, WGS ToXEEY gLz 5K
ORI HHBEICE TR, SiFemln
WIEHIZI0 M 22 B L ch b, Lo L, R
DOYEZEICIE, Zol0ErFN D LoBHE, H4%
R - N 2EET 5. BADST 7 AdiZid, #9400
AT OEIERFIN) =2 3 YBFEREL, FD9H
5, 607 IR IX M BICFED SN\ denovo D (%
IR CHBLICAE L) 2R TH Y, 1007 FrfLfE
EETEREY CBET A L) AT AREfEES N

—379—



o - BHE. AHER

| BEF - 7/ LREOFS |

BEA AL FREEOHE - iHE

LoAGE oy
‘ FEEEA  UFSo—FE
[ wmEdmkoLs/ LEH |
RESREY— 7Ty Iv T
F—Y#E REBREE Y/ L\ / BAERRAR

BB/ LT —4~R—2Z (DB)
BEFERDB  HEMEFAZLTY XA

=

R OER
DFEREFA

BHORNERD
EHNE - 28

- &
Bx Ea% AL %
; Omicst¥#R FIREHER
x e in vitro. in vivoRE
EE% =
%Eyﬁég
AR OESDE (B + 47/ LN

EBBLERSRTF—FRHEVATA
STy kD=2

( Wetsem DhEBR )

Bicinformatics

A I ER
DB AR O ML R

r National Center
Nc‘aj Biobank Network/

P

.. -

N
HATHERRHRETO
| TEF VRO

ELSISEmEaR

wENEE
ZaA—=Fy7OHEDH (&L [CFHESELEFHNRRR)

BEAE  FEDECEABR. WeSDAE

BRI / RERER

HUEEOLOOREY (B Boks) HEH0%H

MGC AER V) #B & t#AE

TWwaY, Z0XHIZEL L DER-EHNNY) - 3
YDHL, WEND YN THLEDRRET B,
HHVIEECIERENEE S o THEE T 5 DIZW 2= 1F
¥ThbH, RHMOBBIZHLT, fFEodfarLR
ZEFORKERRTICIE, EE, W - R - B
RO LBOERY AT LT X HHERENESR

OBGEDPLEE 72D, 29 LIZEBRIBGEE & 12,
bioinformatics $ 47 % BRfi U 72 5155 _E o BERE T 1,

A2 RS EEFEREZHEET 5 ) 2
TRELPT LR D,

iR L7z learning health system O#E&212i - T,

RIFEH D 72 WGCS 7 — 7 & KHB I Hafig L,

TNRIFERN (BEW) o000 “HEgEiHE"

WKWLE) EWIHIR-EDRLEINTWDY. T/, FE
WHROBBENED X ) EREFFONE V) L
LIS, EHNTHEHT 28T OERZHOANE
LT, ZOADPEDL ) BREEREERLTVS
MEV) HOMHIZTEH L X9 LW REICHEAT
ETWw5?, E51Z, NGS TRWZEI N8BT E
BoOBAENZF% (clinical validity & clinical utility)

RREAFT B2y — )V E LT, 29 Lo KHE
o BB AHEPEVWEEZ LN, KE
ZHUNMIEFEEEE L TR I N TV 5.

— 380 —

3. 5/ LEEOREKIC%R 5 #EME

) WEIR R BERE/ ANV A TIZE AT BRI,
Z O E v R, WA o5
(BEHT V) v 7 EED), ERIAOEVRE
RO SN DB WGS 7 — & OIEHMLE - SE S
Z L CHIRM B X OBIREF B & A 7248l
OIFR, b R T RO L WTETOEE - Pk
BNOBIE, % EBETTREREIZ . 20
WE % K 2187,

4. 5/ LEEER{EICET - MGC #8E
CNETHBRTERL) %, 7/ AEHREBLIC
Bd 2k 2 k3 X <, 62D NC D MGC %%
Hig &L, 207012z 5L 3 5. K
&, HEAD, T AEHEODO [l &%)
THb, 20 [HR] 2RI NE T TOBREL B
RWICRLAEDDOTH L. 22T, MEROBER
BTEBROON o 72 R (72720, #EistER
MBEDNLH D) B ESEIEWTHIT .
L BOYETIE, [BRERICINT 727 ) A RS
BHibk7ay 7 ] (http://www 8.cao.go.jp/cstp
/siryo/haihui001/siryo2-3-4.pdf) ® 7 T, /N 4
FoNv 7 F¥E (NCBN b 20 —2) 2L 505 -

Aug./Sep. 2015



HBEDOHENGD D, KB — 27 v 3 v 7 H5 (Cen-
tral Genome Center: CGC) TOHEHHI —7 T
YN, FLTMGCIZBIF ARG & #
M3 %, NC, RK¥EINEEDLETERT S, |
L LTORE BB EEHBEHIN TV 5.

1) MHERY - 300 - #E S RYERE (ethical, legal and
social implications : ELSI) Z&fi#de/ AM B 5% RE
WGS DHIZ, MAEAOHY], #Eizhv ) 7

MPTbN D05, TNUIEDL L AMORE - s H

MERDBFEEVBLEE 7D, WGS 7— % O5HT -

R ORE R % B - BB IRTEED, FARICHEIR

Hh ) VIR TbNLD, MAT, IR

OO, 7+ —=T v 7OV )ik L O

ENAET A, R —E AL LTITbNBTGA,

WGS R, TO5Hr - e EOB % &) Al

LZLEMEETH L. TEME (Thbbll

K7 L—F) oF =70 - F8], BIXOHRE

WH—E 2L LToOmEHRO-DDHER (&

e - B ED) HAHADOEg L LEE 2 5.

2) BRIRSE T 7 b/ FEREIRAT A Ak

NGS », BUROFAMHRE (£2) 2ZEL T
Clinical Diagnostic Sequencing #47-729 2T, H
WS NI B TAROREFRZ RS 50208
HbH. MEEED, BHo (T4bbEao@mE
WD) HERE =T 50 E ) xRN,
WFIUIZ S B2 5 WA, FBl GRAD 0%
RELUTHEETFNEIT) &% 5. ALz E
BYH, T, 7 ARSI E LTiThbh
05, RHMOBBIZHLT, HEOBEETERYZ
DR E RETI21E, wetdry A DLEZE
DIEERY AT [T X BB EROMGED L E L 72
D, TOBE, EiE R ERTEEROMEE L 72 Rk
DRy — v ERS. ZORMICEDET, 6NC
E/84 F 3 7 -NCBN-%Z ¥4 L T\ 5.

3) MiRkEHEA >~ 7 T H%RE

MR EEE 4 7 TEREIE, K& L, R T /7 A da-
tabase (DB) féEeL 7— ¥ WHEN S % 5. AIEHT
bR/ BY, BETRWAEINBETERD
TEINER BT 5 720121%, BEH ORI 2 BAEH
IR - BB 720 O-BIZFAR DB-&, HHl R
A OEROBEETFHEREET LY=LV (T
TV AL) EVNLETHY, MHELEZEGHLEZD DN

IRYO Vol 69 No. 8/9

# o8

fRRT ) 5 DB Th b, KEZPOIZ, #BIRFER
DB 2% SNo2H ), wWEETFI Y — VOB
bk SENTWE., LaL, AmidEEEREDERK
B TERICE A AR ERTE RV E, BXY
HRANCTORELG T =Y HHEI AT LH/IT A v b7
— I OREL ) V7 SR DLLERH L ENS, il
DARM DB & B LoD, HARANEHOEK T /
4 DB %4 5 LB EEwEEZONS. 72
BT EROBENEROBGEY — Vv E LT, KH#
Bize “JLEER" o, BLXOT—y GO NE
PN LI T TR EBYVTHL. 75
WHEOY AT 2, 77 L/ BRI RO AR 7% 5
T, EERICB A (hEs e 3 % 5
MEPOLOME - BHiXELE) ofklEf 75 L
LTHAEHTHA.

4) BERRIGH/ FEERIRFE AR

learning health system O #t & T, A% - Kk
Peaip s 7 & COMREEDO 7o X (FEHEN7E—~
%%ﬁ%-%%?@%%#%mﬁﬁ%«kwiﬁ
) FLFLOBIE T v, NGSHifto sk & &
DT A VAT AAKROBENZHITET ) D
OhHI L, EHTLBIETEROMNERT HHE
t M THGET REERZBUEED (ThFETO, Fiik
ORI H B CTIIEE SN LD o7 L NILD)
T= YT AT ADERRNICEME oo H 5 2
L, ZLCATHREZ BIEH L2 v 77— & f#hr
DY MANTTICHT > T0WDHI L, Ehb,
BRSNS 72, @aT - 7/ 2o, =7
Y AR D720 DR ABR O A b K E S ZALT
LElbhs, & ITERKIZEWTIX, ELSI®R
BHAHSEANOMIL, HE - WHEB X OAME R
ENRELFETH 5.

FbHYIC

NGS % bioinformatics ® HHE. F L Wi L b
B, T AEROTEMT Tu—F1E, EE3RmT
EROBETREN ST ) ARENEBITLODOH
%. WGS THE SN BIETEROBIRNERIC
FAHB R NT Y 938 0, BUR O PR E H 2k %
Thold—iict T s0, YHiE Bk
b, MEBHAHEOH M AREET L FET
X)) W a5  OBEFERADORINE, IR
e LCHEESNTWSRBLTHAS., LarL,

— 381 —



TR, -zl - EEEEY —Lvo—ok
LT, 7/ A BLANVTHIEASNS &
fFINTBY, BETLIHIFICBNT, SFSER
WEIFBWICSALIBED TS, NCIE, AT
HRAR7= X9 7 MGC BEREZ 26 L CT 7 A EEE
S THEBER LGS, MGE - FEREWTZEs & R
BY~OREMZMmERLT, ToiFHEzAkLD
O LEICH S.

70 AREE, R, Ty 7 AR,
MFETHOIVAT U= VIRELRED L) % HEN L
bOWHRLWREMESDH S ELTD, BREALIKD
LEBETCIILTLOBEEINZDDOTR L, B
WCRE - AL TV LD TH 5.

REEE | AWIEE4SET

EZOFBMER - RGSCRENBCHE L THE R
L.

B AR - W SN S, B
O, 75 NS KE S & E R MERTE L v 5 —
IZBWTHEREZ MG - RIES N7 2 1E#w- L
9.

[3Zak]

1) Green ED, Guyer MS. National Human Genome
Research Institute. Charting a course for genomic
medicine from base pairs to bedside. Nature 2011 ;
470 : 204-13.

2) Boycott KM, Vanstone MR, Bulman DE et al.
Rare—disease genetics in the era of next—generation
sequencing : discovery to translation. Nat Rev
Genet 2013 ; 14 : 681-91.

3) Gahl WA, Markello TC, Toro Cetal. The National

Institutes of Health Undiagnosed Diseases Program :

4)

5)

6)

7)

8)

9)

10)

11)

12)

13)

—382—

insightsintorare diseases. Genet Med 2012 ; 14 : 51
-9.

Collins FS, Varmus H. A new initiative on precision
medicine. N Engl]JMed 2015 ; 372 : 793-5.
Bahcall O. Clinical diagnostic sequencing. Nat
Genet 2013 5 11 : 1273.

McCarthy JJ, McLeod HL, Ginsburg GS. Genomic
medicine : a decade of successes, challenges, and
opportunities. Sci TranslMed2013; 5 : 189sr4 .
Kass NE, Faden RR, Goodman SN et al. The re-
search—treatment distinction: a problematic ap-
proach for determining which activities should have
ethical oversight. Hastings Cent Rep 2013 ; Spec
No:S4-S15.

Ginsburg GS, Staples J, Abernethy AP. Academic
medical centers: ripe for rapid-learning personal-
ized health care. Sci Transl Med 2011 ; 3 : 10lcm
27.

Friedman C, Rubin J, Brown J et al. Toward a sci-
ence of learning systems : a research agenda for the
high—functioning Learning Health System. ] Am
Med Inform Assoc 22(1) : 43-50.

Chrystoja CC, Diamandis EP. Whole genome se-
quencing as a diagnostic test : challenges and oppor-
tunities. Clin Chem 2014 ; 60 : 724-33.

MacArthur DG, Balasubramanian S, Frankish A
et al. A systematic survey of loss—of—function vari-
ants in human protein—coding genes. Science
2012 ; 335: 823-8.

Callaway E. Geneticists tap human knockouts. Na-
ture 2014 ; 514 : 548.

Green RC, Berg JS, Grody WW et al. ACMG rec-
ommendations for reporting of incidental findings in
clinical exome and genome sequencing. Genet Med
2013 5 15 : 565-74.

Aug./Sep. 2015



