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T LEREZ EADOT ) LMER GBIsER) ZERITEMNT 2 FEORKTH D,
FHOWERENE, Ba T LIV THITT 5 2 & T, A EEBORKRME, 1GRIESER, 7B
EEOHERE 72 EIC AT TOMRERED STV 5, 2007 4FELEUDR, kit —7 =% —o
YRk D8I F o — 7 2o —oEdih, Kilikkib, LB Om EictEn BADS
LEMATER LIZERBREIZR Y 5ob D, 7/ AERIIE, BE O SBIE T2 A
M LTERHbER, U A 73_113%0)%%7« 7V == ZIZ R BT E03 b 5,

2010 SERMION B, BIETRAVERC K 2 KB R LERS L  IIRRER7 v =7
N SED BIVO DI D, B ZITKE DR EREA =7 7 4 7 (Precision Medicine Initiative: 2015
FERAA) XEER 100 5 A5y, FE[E Genomics England (2012 4EBRAR) 13 [E BARRR D — B 20
AE 10 TG DT ) DREHTIZ K- T, GEROE 72 EH D B EBI L ER A~ Ol A B 1
ELTWD, BATIEL20154FIC, AARERNIIEE I T8 THR/DRE - K2BERED R
FHORRN 22 E BRI RZWIREA =2 7T 4 70N B o7, F72, ERERE T
7p < REIENMEIZT ) LM - 558T 252583 % DTC (direct to consumer) &= 7R
PF—EZADIREH Y | FEABBZOT ) DGR A LIRS @A E T 28 X 3R 2 128
FbLoob b, 5%ITT /) LT —Z I X 2@EFETHFIEORKIE, T FiEOBEME - v
A M T DUSNOFE T v 7 ZERE ORE TR ENBREIC R D, BAENIZOWTIE, B
MOBANO N\NMEBERE G OTIMEIIA 7 FHEAED NN 72 5 & Bbivd,

I El=H=R
H A\

T BT EMDIERE IR DB FORIIERO Z &L THY . b FOEMEREITK 30
BT B A D DNA BLAMEHRIZ L > TERIN TN D, 20 9 B 99.9% DT E k
EARM CIBOBRLNTED, B M LABED 5 B 0.1%DEHNIEE A DR TR > TEY |
ZOMAED B, B MEFOF T 1% EOEEG TR LN D ER 28 m T2 (genetic
polymorphism) & FESS, F2BIA 2O 5 5, I 1 OPBBIOEKICE X Hb>T5 b
D% —HFHZM (single nucleotide polymorphism, LK SNP SHEFL LT [R=v 7| Laite) &

b RS AAERITK 1000 T EATEET D SNPYD 9 5 —H0> SNP |3/ (ki fe | i
EhHz, BERGIIFEOHEEESIEEZTIERHDH, 202 b, REOFKE
BIE#E L7= SNP & % —7 v b & L2 M T T 5, —F., HDEBDFIK & 725
FEDOBGTAERNBHA S IUE, BROEUTBBTOMEEZMH Y 2 &2 B L72A
HIFIE (=47 2813 BAREICZ/R D, Fio. EFE D e nFDEEBIC L TH, HmKO
fRECTR I O FTHRMNI SR  CE D, TN E TOMZEIC LY KB L BH# T 5 SNP (2D
WTIERBIZIH S NNZ 72 0 225 0 BEEND SNP ([ZBET D HHHIZH ARD A A A = &

*  ARICBT DA v F =%y MEBROKAAT 7 A A1, 201642 H 10 H TH D,
() THEEGEL BMEFRET S LERSFEE v % — 0 = 7%+ | <http://www.stc.riken.go jp/glossary/>
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F— B ~_—Z ¥ . #— (National Bioscience Database Center: NBDC) P> JSNP (Japanese Single
Nucleotide Polymorphisms) @, K[E D dbSNPPDF — # N— 2 THB &N T\ 5, FEEITIT,
H—@ SNP BN EET 20X TNTHD 2 0D, 7 A2 E BRI KT 5
fFFE & LT, 9 1000 15 & FTAFAET % SNP O 5 50~100 Ji D SNP # %Gz~ A 7 1
TLAOEERIL T, 4 SNP O HBUEE L TR - REOMEMEZ 130055/ 57U 4 N
fi#HT (genome-wide association study, LA F GWAS &MEFE LT [P— 32 L3ide) 23 2002 4E 5
H#EDHNTELC, L, %< D GWAS FRITOEE I b i 5§, BB & SNP o Bt
IZOWTIE, B R TIE I B NI/ o THRLY,

7 ) AOBFRFICHW D BE T — 27 = =D 0 AR, 20 10 420 TR )
EL. 0 EEHLEENSIEK I A RO —7 2 ANRTE D L 91272572, FFIZ, 2007 4F 10
ALK, v—7 2o =3 kDY o —ikE WS 8 1 #0562 R Th 58I
BIALBE S AT RE 72 R A o — 7 = > — (next generation sequencer: NGS) ~L 7 h L, A—7
OIEAO % LEDHETaA MU UREALTHND (K1), TORE, 2003 KT Lz
b N AFETCIE 12 F0REH & 308 KL (5 4265 (51) QO TFEZE->TE M 1 AGD
BT ) LA LT, RO NGS Tl BT Mo PHEE2HIZETT Ao hoes
J NI RBSRETE D L 912> T05MY 2011 FICiE, %14 & 725 DNA OHfEA
W ST — 7 =% —IZxt L, DNAL 0 F &80 & LT-BSIRE (14570 7
NEAL D e =T y) INAREIR Y — 7 T N E S, IRy — 7 = —
IO HHEICROMARTHS [H3 R —r o h—) OB L S, F7-%24E 2012
I, PR EHTOT ) A RO (5 KT RO &L Bk ek LISk o
FIEIZ K DESE (post-light > —27 7)) AT H —27 T2 B — AR THE
n, T 4 s —rzoy—) timani®, 2o%bax b, KE, AL—7 v b

Q2 N AP A= AT —H =R F—| NBDC V=7 %A | <http://biosciencedbe.jp/>

(3) [ISNP| [F—#~_—2®DFiH]] NBDC 7 =74 b <http://dbarchive.biosciencedbe.jp/jp/jsnp/desc.html>

(4) “dbSNP: short genetic variations.” National Center for Biotechnology Information Website <http://www.
ncbi.nlm.nih.gov/SNP/>

(5) HIA, TTAF v 7 OHMEIZ DNA K 237 Hig E Oy 10l & 28 E L=t 0, DNA
BB OARAIMEZFIH LT SNP FE 2§ 258X DNA A 77 LA DNAF v 7L b5,

(6) Kouichi Ozaki et al., “Functional SNPs in the lymphotoxin-alpha gene that are associated with susceptibility to
myocardial infarction,” Nature Genetics, 32(4), 2002.11, pp.650-654.

(7 77 AOEFNEGAD Z L& MR, T MR EIT O EEOZ LB ) Ay — T Y —
LV (BLTHIZT—7xrP =) ZEbE0),

8) L—7 DAL T, THEMER EONT U UAFHIT 1S FET2HNT 5 L35 THITHS,
By — 7 = =0T, 2 A MEBO b Lo R ZOIEANSIE» > o3 6 Rl il
bid Z ERE,

(9) MHRBEIZOW TR )M L 5, “World Economic Outlook Database, October 2015, 5. Report
for Selected Countries and Subjects, International Monetary Fund Website <http://www.imf.org/externa
1/pubs/ft/weo/2015/02/weodata/weorept.aspx?pr.x=43 &pr.y=9&sy=1980&ey=2020&scsm=1&ssd=1&sort=co
untry&ds=.&br=1&c=924%2C453%2C576%2C172%2C132%2C134%2C158%2C112%2C111%2C542&s=P
PPEX&grp=0&a=>" Y% [H, M OME % AV THUR, 2003 1% 1 R/ 142.179

(10) “HiSeq X Series of Sequencing Systems Specification Sheet.” Illumina Website <http://www.illumina.c
om/documents/products/datasheets/datasheet-hiseq-x-ten.pdf>

(11) “Pacific Biosciences Begins Shipments of Commercial PacBio RS Systems,” April 27, 2011. <http://w
ww.pacb.com/press_releases/pacific-biosciences-begins-shipments-of-commercial-pacbio-rs-systems/>; DNA
DA, 151 LI DNA 1 KD Z L zfsd, ke —27 =% —Cilk, x4 L 725 DNA
Y 1 A TITIEMEICALS 2 Bt CE 2 sd . IRHT ORNCIIRIERE D L EIZ ~ T, 25 3 e —2
TUY =TI OWEERZ LI L LRV, a2 MZHIETE 2130, b7 b
T H NI AIREIC 22 5 72,

(12) [lon Torrent i —747 2P —FE~]| 2012.1.25. VFVAAI v 7 AU =74 kb <http:/genaport.
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(Hi#) Kris Wetterstrand, “DNA Sequencing Costs: Data from the NHGRI Genome Sequencing Program
(GSP),” October 2, 2015. National Human Genome Research Institute Website <http://www.genome.
gov/sequencingcosts/>% F |2 B I EHF AR ER,

X0EL, XOEICT ) AMERPEOND LI LI Ko GEFFER ENT
WDDNR, BEDT ) MEREMO L LT-AHEA I v 7 AT OREGHRE I, BED
WESOWRRICEDRTEEER AT 7 ) AEETHDH, RKETIL, E/AE%"#&IE
7By RBBERN T ORE] MERNEER ] HERE TG @ 3 DI12431F, &aEikic
T OO A IR R D, Fiz, TR e FEEhE ) CILTFEOMFER%IC kS iéﬁ%%
REFERNTDE L I, [5BORE] & U CHIEHE S5 L2850 « BoRRRE
BET D,

I EAREERE T ORFE
SNP # & eSS E T OEIZE L Cid, HERT TTF—2 0EFENED 5T

Wb, B N AFHEICR SCHER 72 LFE 7 n o = 7 e L TCES N, ~TrH
o4 T DY R A ERE T % TEES HapMap 717 k) 19 (2002 4EBIER) <0, R

genaris.com/GOC _sequencer post.php?eid=00045>; “Oxford Nanopore introduces DNA 'strand sequencing'
on the high-throughput GridION platform and presents MinlON, a sequencer the size of a USB memory
stick,” February 17, 2012. Oxford Nanopore Technologies Website <https://nanoporetech.com/news/press
-releases/view/39>

(13) "TaZ AT EE A UGRGAE EOIWEEICHFTEL, By FTEALD Z E DL SNP O 7 L—7
LT, 7 ARAIDSEE R R TH B F G SR D BRITIE, Ge R CRLSI O 2 23
EE D05, WTVMZEIS %é&@ﬂtif/Ffﬁﬁwbé(ﬁﬁ?é)ﬁ%ﬁﬁ%wo

(14) “International HapMap Project.” International HapMap Project Website <http://hapmap.ncbi.nlm.nih.gov/i
ndex.html>
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FEMDT — 5 ~N—24b % HIET 11000 A7 270 = 7 k1 (2008 4B4E) 728D
ARG HY, FFo TAEENTME FRE - g - ik L) &7 7 AOBEMENRH G )
27205255 5,

Flo. B FOERELKRRNIZEBIT HMESE (BAMESCEEFREZRE) Tho~A 7 dg
F—2UNEE S TWD, =7 o —OMRER Bk > T, B T LD A AL
— 7 NIRRNTIZ TR ~A 7 a8 A — DTIFEET DR SR D 7 ) b A a7
BNCIRITS B A 247 ) DT DN TIREIC A o T2, A X7 7 MMRFTIE. BERITMRAT I e
%&ﬂot%%%$®%$%% @%@@U&wwi%%EMT%é Emb, b NETE
B ME EOMEE R OFREREEICRITT B2 L LTE Y, chb~A 27 F
%AEE{%OD#/A%) '%%‘ﬂﬁl)\@% EXHAIEEMEE L THWOND Z LD, 7 AERE

—Br L LT, RO =Z U v ZEA~OIERIC AT AR08 D ST 5,

ﬁ/AEﬁﬁiﬁmKﬁﬁk@%kbf\%%ﬁkﬁ%ﬁ(ﬁ%%%t&wﬁ)%f@%
(GBI DIRREE 2D A E (L brar T 7)) 7200 Tl
EDEMIZHOWNWTHT ) AR ORRx 7RG ®R e EORMZRE=4 Y 7 %175, RiAE

(FrARyF 4 7) pak—k (57 nak— ) FECOPIHERNS TRAUCERS NS
X TnD, ZDXk 5T ) hak— MFETIE, 7 AERITINZ T, KA
F~—T— il - JEIEE - ISR - AERE R EOT =2 EEAMNICO LTS, b
D AR — MFEIZ L > TH O RE IFRIT, A AN 7 EIEEN BN 7 & T
—HR=RCEREE N, RN ER BB L OORERBEZED DO ELE L

T, TH, FHSNDZEDREETHD, XM AR T ORBEIZE ST, KE (EERET)
EEIGEAZ A BRERT) OW@ENDL, BEICEEL 52 5WFORENEDIX, FFES
IR F 2 bR & O EMERZEORRICE=2 Y 7352 & T, BERNPLT
BRI L D 5 Z L INTE D, £, FiHAA A ~—T—DRAIZEL 5, XY@y Cff
ERZWNES, RO RHR IEORIC L HFFTE 5,

I &5 k=

INETOEICLY, B FEREEBREDOBRICONWT, RAICHRNERL TX

(15) “1000 Genomes: A Deep Catalog of Human Genetic Variation.” 1000 Genomes Website <http:/www.l1
000genomes.org>

(16) ~A 7 m A F =L, HLRBEIEFT DMEMERZIET, b FOBFRBAIC bikx 70 H
EENEFLTEY . HEEALCEETHDH e b EMEICEEL 5 X BWRN OMEEZ R L
T2,

(17) A X7 7 DMEHT &1, o T BERILS Lz DNA Z#icy —27 v v 7 L, 7 AETIC
Yo T APINAFE L T D BFEOWMAEM DIFERI G 25 2T FETH 5, MEMO BB R 5
LVER D SETIIAG DL h o T HERERIEOREY L. ROV IDMEEM DT — 2 25T 5
TEMWTED,

(18) “Innovations in the microbiome,” Nature, 518(Suppl.), 2015.2, pp.S1-S52.

(19) %AME (L ErAXT T 7)) FFELIE, HROBMEICHET D7 —F oL 255 EFET
%, FlAE, BERLIRBEOILEZ T 2B, HELEIE TR L, BHLviBEOT—4
MOIIFOER ZRE T DR ENEEND,

(20) HimE (FrAXRTT 1 7) BFELIE. BAMESHIE LTI, FRERAR O T — 2 2RI L T
WS Z L VIR E/LMEFIETH D, ﬁﬁuowféﬁ BRAI v I AT =2 EORH
BEZTV, B TRRORFBCREBIC TN O ODIRIEN G AT B LR OMRERENEGEND, FF
IC = 2 RS % il IREURGE DS I m V& b,
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oo BH—OERT1 OOBLBFBRERTLIZETREDS (Wb d A FAOERNCHE > Tl
BT 9 BEBIIINETHLISHOLNTWVEN, < OEBITHE—DOBEIE Tl
BEOBIR T A ROMATCH KR BE T RBLHE O BRI LT OREB S CRIET
HZENGhoTETlZ, ZTNHOMEBREOERIZEL T, ZNETHOBNAIERERE
R &7z i8Ik TR DI TV EBMEER O FEN, L —bT&x 5 L5127 ooHh 5,

ERMEER &1L, 7 2&2II T LT HRBFEMAOERATEH L T, BAITKE L7
B ZAT O RIRFEZR T, MiHbERO BAEL, EAORNEIZEIL T, 2RO EmWIRE
EEBIRTHAZENTEDLEICTHEL BT, BWEHDOMERIED H DIRE A RET 5 Z &
MTEDLHEICTHZETh D, REORIELIHRFIZERT BB FOEROPIZIX, #
YR B ERERIETRHEELFZRICSIER T LD TR, oz e OMAERIC
L VIEREZEHLS L 00, MO HICEETLILORELEEND, ZRLHOE
BOMAE, EIEEE - BREEN 170 Ef 2 2efiliE - SRETRIE OREN DR S D REL
X, BEEACFEOLOTH D,

FL7=B1E, FURRIZD > TH, IBENEDTHLEEE LWEARHHZ L, F
NN GE LT WGENH D Z L 2R ERSEREL TS, T72bb, 1EkD,
R L TOBIEIRO B0 HBW 21TV, B —H72 B E 2w 3 2 B T, 1REhE
OIEMZFRTTHIIRECTH Y | REOBR CEFICRKERAHEZBENDI bbb o7,
— . ERHbERIL, BEEADS 2 AMEHRR EZ I, EAOREICE b T R&iE R E
RT TV OBEEREL TS, ZOLIRT T u—FiL, BADEFERNPOLEELIZILD T
WAHN, REANIZFEROIERICR Z 24AIEEER £, 2< OH 0 SNTEEBOIREIC
Pkl z - DT RREMERH D Z LD, 5% IV E< O NITHEATE 20 ER L
LTS Tnd

vV {ERHE TS

[l UL D RBREICAER LT THRKUTR D NERDRWVARND Z L, —fkiz [

W@@WJ&W5§$T§éﬂfﬁtoﬁi®ﬁ6¥ﬂ DHEHRING, NEIZEAND T/
WWERTLZE, 772bb, BERFZEZNEEZRO TNDLZ NI TE T,

rﬂ@%rﬁ.&%g(Lh@%f&@é%z54ﬂﬂgﬁﬁ¥)@%%#7/A3THF
WIEDERIZ L > THFTE 2 L 91Tk, e REEFRE Lo 27 B PRITE, EERIZ
PRIR 2 FEIE T DRI O PRI AZAT D) Z E B[R L b, 2D X H a7 Ve —F % [
BUETEE 1 SUE TeflER ) RS, flx0EX, FFEDRKICR LT WB MBS = (s
TEBOMAEYE) ZFFoTWDH Z XM L7ZERICIE, AEEELZUGET 5, EMICHZ
BT H, EITEMA A BREEEHMGT 2 O Tl TRELE D ENTE D,

=9 LT~V A 7%, fEAN® QOL (quality of Life D%, AiEDE LRENS,) [A]
E~OBFEBBWREIND, ZOZEND, ITHETIIRBEEENEREE 20 S $FICBIBHE
WO — B 22424725 HEFERA (direct to consumer: DTC) AR FHIRRA & F-
XD —EAREN A N TE o, BEFIRAE Y — B AL, FRICHM CTX 5 X T,
MREMRAE EOL IR ST S HEH LB DD E WD J, F T EREER LIS S i
T OME~OEFMES, BRI, FEAFHROTA N2 EORPEEINTND
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2010 FEAAI8H 7> B . Genomics England®” (2012 4F « #5[%) (#%3£) . Million Veteran Program”
(2011 4F K [E B4 % A45) . Saudi Human Genome Program™ (2013 45 - %7 o7 5 7)) 72 &,
B ETREBEBNC L5 10 5 A~100 FABILD 7 ) bak— 7wy =2 MRS TS
NTE, £FEREOAL AR F ¥ —BETH, deCODE genetics 1179 (1998 4E + 7 1 =
T2 R) &S ENITE LT, Google 22 F d Calico £ (2013 4E- [E) ®1F 7>, Human Longevity
HCO (2013 4 - KE) RERT ) AT —HZR—ZBEICBALTND, ) hak— b
RO 7oy MERBIMEER AT 72 B S L < V3RO THE & L TiE, 2016 fFERKHE TR L
LC 28 1500 /7 RV (%9 222 {5 ) OB BE 0 3R SIVIZAE B ER A =37 7 1 7 (Precision
Medicine Initiative: PMI) 7 (2015 4% - k[H) MBS NT21F0, AARTIIREHIEEA =27
T4 7 015 45) Bb bz, TROOEHO S B, K - W - BICRT HREN
MART Y 27 MICOWT, IR THAd %, 7R - KIZBT 287zl s LT,
FEFENEELCT ) Ay —72  ZICR Y BAICEET 28T DORE Z1T 9
SCRUM-Japan (2015 4 - HA) &, HAERA I V== N ) b —s 2y Tk

B9 A#1% BabySeq Project (2015 4 « K[EH) ZHEITT D,

1 BEEEA=T7T 47 (Precision Medicine Initiative: PMI) (2015 &£~ - XH)
WEERA =277 10 7 Lid, ENREE ] OTDIZT VA o SR o R
“one-size-fits-all” BUERE) 5, HADELT « EIRREE - AIHEEEZBE LZER~D Y

7 hNEEBE LA =TT 4 7 ThDH, 201544 1 AT, KEA AN REEHEDO—HEE

AL CZ OBHAADI & T STz, 2016 FFERFETHEI L LT 2 /& 1500 7 RV (19

222 f8H) BEETDHZEDURE, OB 13000 5 RV (6 134 (5H) 1ZE AT
(National Institutes of Health: NTH) @ PMI =24 — hFE (100 5 AZ / L=adk—b) ([ZEIDES

NTND, 20 PMI 27— ME, KEO A AR Z R LA T 7 ¢ 7 100 J5A

bzt sd 2 L EEE LTEY, KO 8EHEORERIIFTE 2L LT2,

(21) “Genomics England.” Genomics England Website <http://www.genomicsengland.co.uk/>

(22) “Million Veteran Program.” U.S. Department of Veterans Affairs Website <http://www.research.va.gov/
mvp/>; “The Million Veteran Program: VA’s Genomics Game-Changer Launches Nationwide,” May 5,
2011. U.S. Department of Veterans Affairs Website <http://www.va.gov/opa/pressrel/pressrelease.cfm?id=
2090>

(23) “A national program for sequencing the genome...” Saudi Human Genome Program Website <http://sh
gp.kacst.edu.sa/site/>; Helen Briggs, “Hundred thousand genomes to be mapped in Saudi Arabia,”
9 December 2013. BBC Website <http://www.bbc.com/news/health-25216135>

(24) “deCODE genetics.” deCODE genetics Website <http://www.decode.com/>

(25) “Calico.” Calico LLC Website <http://www.calicolabs.com/>

(26) “Human Longevity, Inc..” Human Longevity Website <http://www.humanlongevity.com>

(27) “FACT SHEET: President Obama’s Precision Medicine Initiative,” January 30, 2015. White House
Website <https://www.whitehouse.gov/the-press-office/2015/01/30/fact-sheet-president-obama-s-precision-me
dicine-initiative>

(28) TIRUD CRZWiRHEA =37 F7) 2O\ 2015.7.22. AARERIIFEHIEHAE T = 791 <http://
www.amed.go.jp/content/files/jp/release/20150730.pdf>

(29) BrAERIZH T 2 B FRA ATV, FERIVZDRBOFIED AREME % AT . RIIOIRIRICELTD Z L,

(30) “FACT SHEET: President Obama’s Precision Medicine Initiative,” op.cit.(27)

(31) “The Precision Medicine Initiative Cohort Program: Building a Research Foundation for 21st Century
Medicine,” September 17, 2015, pp.15-18. National Institutes of Health Website <http://acd.od.nih.gov/r
eports/DRAFT-PMI-WG-Report-9-11-2015-508.pdf>
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(mHealth) DFIH
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2 Genomics England (2012 &£~ - #E[H)

KENCB T A0 E L TiE, 2012 FHITEREDAZ S 4172 Genomics England 23551 H i1
Do ZHUL10 HTANGDT ) Li—7 = X% HIJE L7z 100,000 Genomes Project 0728
WAL H B b FET,

OERFE DKL

OB CEREOEm T 1 7T A EED

OFT T 72 B FR L & R Rk 215 %

@OFEECB T AT 7 I 7 AFEEZYD B
ZEERAELTVAY,

Genomics England (%, R4 (Department of Health) (ZX > CEELE N T 7 o7 4 7S
NTHy, ERMAEY —E A (National Health Service: NHS) % 7521F 5 B4, Fricai bR AR
HLZOFRESL, MR PABEEXIRE LTS, 2017 £RKETIZ 10 TADOBINFE
MDY T Y 7 REL LTEY 20154 11 ABETH 5 5,630 AyDs—7 T2 R
B> TWD,

Genomics England TlX, 77 I 7 LEXEZNZNIZONWT AL Y =37 AR I
TWb, 7ATIT7Dar Y —7 A Genomics England Clinical Interpretation Partnership
(GeCIP) TlX. IR TO3A ] TRAWIY (cross cutting) REH] D 3 3EFIZHOWT, AR
OB OSGE, L LIZIRREOIRE, 7 DRSSV AT TIZH 2 D BOMN 7 &%
HROE LTHIZEZIT> T 5, £, FEEERD 2 — 7 A Genomics Expert Network for
Enterprises (GENE) Tl&, A RESN ABEDEMEREE LI S 72012, Kb S -ia
BWaZ T ONAIEEWEY 2 HIEd, &I, By 7T —X a5 I 5% & L)
T 5

3 XRPMEEA=F7T 47 (Initiative on Rare and Undiagnosed Diseases: IRUD)
(2015 £~ - BAK)
H AP ZE B 3 A% (Japan Agency for Medical Research and Development: AMED) (2 X - T,
2015 4 7 HIZRZWIIREA =7 7 « 7 (Initiative on Rare and Undiagnosed Diseases, JL T IRUD
LMFLT (745 8] Litte) RS, KA =v 77 4 71 FdmECIRE

(32) “The 100,000 Genomes Project.” Genomics England Website <http://www.genomicsengland.co.uk/the-10
0000-genomes-project/>
(33) THmb¥] EEOBWRRNEEREE S AOBRIZHLY MEeiAH] (IRUD) ZAEE—7r0 DI E L

FATHA 2D T T 47 (REAHANCET 2E 7 2 =27 |k 2015)
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KWK BV BE TR L TRRIICRIRT B ER Y AT LR OHERE S 2 I Z 7 LY
IRTDYVAT DEWMNITHZEZ2HARE LTW5, IRUD Tl EES O SFERI., 18
JRWZEE O ERT TR S5 IRUD 2R B S % 3 FELNICHRE L, R2WREowmD
PR BBE A1 2 5 IR OFGRE Y, ot IRUD 2WrZ B4 % U C IRUD f#fr= >/ —
T A GBSO, BiETEROMEEMRITS 2 %) . IRUD 7 —# Ry hU—7 (F—4%
A= A DO - EE EFE R v U — 7 L oS 2 Ef) L2 B 2 I, 9725 IRUD
DIAHI 2T H L LTV 509,

BARPY e E ¥ L LT, AMED TIEBREWRERGMZEES (MR RUD), #HA
PEZ BRI FE (RA IRUD) ZEhid 5, £z, ERENZ2EEOS & TR =T
T4 T aeHiET A7 [EEADEEMNITE 2 ) — T A (International Rare Diseases Research
Consortium: IRDiRC) ®”{Z 2015 4E 7 A . A ARDHERI & L CTHIH T AMED A3 LT 5689,

4 SCRUM-Japan (2015 &£~ - AA)

SCRUM-Japan & (%, [ESZASABFSEY o & — A i RUSAe3C9 L i@ L <175 . &
EHORAMBEERIRE LIS ) bR 7 ) —=0 TR TE 290, fib 7is 78 2 5o
NAREZROTH L TREREEEL RS 2 & ROEROBIGF R 2 R R T
HeNT Ty I ABKEOBERIGHD 2 iz ERBHE LTS, £, BixliEHED
BIERAE B DRI T —Z_XR—2ZABMELND Z D, A% OEBUGIER D IZH R0 3K 5L B
FEA~OERBEIFS D,

5 BabySeq Project (2015 &~ - Xk[EH)

BabySeq Project & (1, KENCIKIT HUEROFAIRA 7 V—=0 722 THAERD T/
DFRAT ATV, AR O R RO, IR ORIBIENL T L 720 0ATh 590,
Brigham and Women's Hospital A& (¥ Children's Hospital Boston (W40 % Kk [E) 23 i85 7' 1

0 PR P RS B O W B & 0 RIEMEI ~ 22 Ay 77— 2015.7.30. H ARERHDTIERE FEHEAS
7 =74 b <http://www.amed.go.jp/news/20150730.html>

(34) WPHB LT, BERDDRNVEBOZ L afid, BATIE TEEL, BERESEOME, 2%
B OVZ PO E BT Dia8 (BEFn 35 AR 145 %) | (IS & ., MR OELEM L&
TR LI D A OB FE LT O R EDHIERH D, £ TiE. WPREBOEFRL LT
KBBEBNAKRENT 5 TARMBOEBRTH D Z & B EFICZ ORI E WD DR E D%
HERED HIL TN D,

(35) RZWrRE L iE, M THDMRE <, REBEEDSHESL L T nREZiET. BEmombR~a:
DIFRARIZ L D ZWHEE L COZRVREE, BEMOMDERO 5 bEICHDRI T2 A T ThHD
REE, B RAOF LWEBTHDREN G END,

(36) TIRUD CREZWIEREA =T F7) 12201 RiHBTEQ28)

(37) 2011 A 4 AICRNL SNZEEE 2 Y =37 ATHYD , 2015 4 8 AR, 18 ME 42 HE I L T
W5, FiDIRBOS TR - TRIRIIIRAT 217\ BRIRBTE 2160 T 2020 R E TIZIF L A E DA
BOBZWHEKLD 200 OFTHTERIEEZ RIS 2 2 L2 BIEE LTW5,  “Governance Structure &
Members,” 2015. IRDiIRC Website <http://www.irdirc.org/governance-structure-members/>

(38) TlmbE] AAOKEE L THH CTEERDEEMIE= > — 7 4 (IRDIRC) (205 2015.8.
26. HARERMFCHIEHRE Y = 7 4 b <http://www.amed.go.jp/news/other/010520150826.html>

(39) T, K, WFFEHEBADSMER T RA = DEEIZ M > T\ %, TSCRUM-Japan {22\ T Jelii
ERERE X — 7 =7 A b <http://epoc.nce.go.jp/scrum/>

(40) TEESLEEERENALY ) LA Y —=1 2 [SCRUM-Japan| 4&@)] 2015.3.10. [ESZAMFSEE & —
7 =7 %A K <http://www.ncc.go.jp/jp/information/press_release 20150310.html>

(41) “The BabySeq Project.” Genomes2People Website <http://www.genomes2people.org/babyseqgproject/>

210  [EEAREERE R OSEE R



9% T LER

T2 FTHY., NIHNOEEZES L WD, HAR S TR EoRIEN 2V &2 W
SNTHAERBRRICE D, 2018 HF T 3 4[], BBBIZE1TH, 2018 FEF TIZ, 2k
BHHIRBOR /EENEIL 240 NOFAENR L, ZOFEBENLOT —ZIUEEZ HEEEL LTV
b FlAm7eEENEONTHEE. LVEHO T+ a—Z21TV, 13 EORERTA 7
F—AL R TE I 18EOBETA T —L R arky N W TREE S
LFEE L TVnHEM,

VI S%OREE

1 BiTrIERRE

77 KWEFROFERCICINT TR & 2N ED b TS — T, T—X Ik - 57 —X
FRIR DS BEPE T, WL OO HEMHRRENE L T D, flziE, “EMICHERAMOH 5T
— X ZG DT O DOFEYER IR ERR « 71 b 3 ARSI STV RN Z L0, FiR
MCIHiE L TR LN EB CTHREAMICITBEBEEREOER D> THDIZHE b 5T,
ZAVETOD GWAS it TIE TREE O MWERAVER ] 28 RWHE TOW2RWRE (kbh
FRER IR D) OfRP, RENRFTHND,

() 7—ZWEIZEBIT L8

WA — 7 = — DB, 7 DECFIEAG O FIEITRER], 2 2 b ALEEHE
FERE, HHP L TH EEfITTWD, —H T, =7 —lnt bl
TIVIRENI TR BER L ETH VY . FIEIC Ko TUIBEFE O FHICHERN KR E L A
ENHZELHD, T HEONTEYT —F OFFTIZOWNWT S, BAMICERE LS
2RI VBFIE LR THHARNTE D3 ME 2 OFFSORRER & BT — Z fRIT 21T > TV
LONBRTH D,

ZDEHIET ) AMEFTOEKEMET, ZNENOMBEOEMEMRENSLELE SNDH &
N, 5%O—r v FOKa A MUZEBT 2 ERAR MRy ZIFAHETZE LS
b TWb, 5% EDICKENDIEMR T ) Dy —7 v v 7R EBT 5720121,
TR FHITE I N W E CTHBMED mOATLE 7 1 b 2L OBFEC, fF R 25D
a7t A0aE b ERRD D,

Q) 7T —HRRICET D8

bt h OO A RIFEIIERNCIRE SN TN D O UL, BRINCEST L0
LD, 7 MMIET D RKBBLFRMANEEIND £ TIE, BT H2HEITIEZDNR
K& 2D BInFRIFET D EZ 2 bR TE R, EBRIT, LR L7z GWAS i 2 o& 2 1
- T, THBBEE D B O —RE 72 R I OFE BB CHBBEE OV (25%) Ein 24
(SNP) (2L - T T& %] &9 % “Common Disease, Common Variant” i % %12 L C

(42) BRRBRBRICB W TREE DI R LR OGE . BIRREE (74— F - arkrb) 2k
FHEORGHEEN DD, Lo LEBRE Y 16 5 LA LORREOHE L, BTV b 0D, H5R
BERNPOORE (A 74—LF-TRUD) 2B LBREELVE STV D, TERRIFZEC
B2 MBEFEEE ) (2003.7.30)  p.20. JEATHEE 7 = 71 & <http://www.mhlw.go.jp/general/seido/ko
usei/i-kenkyu/rinsyo/dl/shishin.pdf>

(43) [Fl E

(44) Anna Nowogrodzki “Should Babies Have Their Genomes Sequenced?” July 2, 2015. MIT Technology
Review Website <https://www.technologyreview.conv/s/538931/should-babies-have-their-genomes-sequenced/>

TATHA T AOT7 0T 07 (BFEEMNCET At 22 = 7 b 2015)

211



WIS T A 79 A =2 AOWZERIEIC B 5 E2 h ey 7

W2, LinL. GWAS Z 5 & L7 KRB 7 ) ZEFRIFEAETIZ O T, @mWEIE T
BIET 5 Z EBEIICH LT 72 > TV D S DD R O @\ BRI R 2SR T,
BEPE DBV 2R T CERWBERSZ S AIET S5 Z LRI LN 5D
b5, ZOMBEERKDIVCEIZZ (missing heritability) & FE5,

BUEZ OREZ RS D70, HBBEE MR (< 5%) OO ZLREFIEICIIT
D EHEROENBIAFZINFET D & 2D “Rare Variant, Common Disease” {5 a3 fi
MBS, ADZER (rare variant) DOYEFRIZIANT T-HFEMTHONTWAHD), b BB A RS+
510121, T FiEE GWAS O T ) LENTIZEI D 2 D203 0838 5, 20810 #ix
WL T, &7 AMEATIZ = 2 R EWTZD, B ZAICAE 035 B L 5 R FIE O
FEBHR DTN TV D,

—Jj, “Rare Variant, Common Disease” {RitLISMI KON BImFEZHH L O 2 HFE L L
T, fcb = s 299808, I ha KU T DNA, ®IEE#ER L ORENMEE ST
Vo, TOZEE, FU AERETERIOEE A TS 2 L ORHEEZ R 5,
ASRIFER LR/ DERS, =5 LFi, I F 32 Y7 DNA, WAL &R & OBEHR
LT ANEDOHERBREHONCT S Z LT, KON BERLMH L, LV IEffEREE
OTHEFEIZT DI ENEETH D,

2 BURWIERRE

—BEIE LN T —F BOEINIEN, & AREFTIFRIEE 2 KRB LS EA TS,
IR — MFETITL VD ZL OFEREIET DL 512780, ZROEKNT D34 4307
WZIIE Y 77— 2 2 RAT 572012, Hilkxfia L THNT 27 —Z X— 2O E N A H]
KiZIeoTWD, FLINOE Y I T —XOMHT DD, A—/3—ar a—X72E0it
FA V7 7 OGEFRE L 72> T D@,

F7. BEa REBIENS ) LMRETROA~LV AT T HEIIBAL TS, BAEOEHRR
PEEDIRBOTZDITIE, ZOXRIFELEL CERT L7 — 20 2 KFARK LN D X
HWNRH D, BlAILX, PEEBFIIFREKS (Council on Competitiveness-Nippon: COCN) D43 F}
2TlE, 7—XHAFHKTD PHR (personal health record) 7 — & 732 7 I3 igam < AU TUN D D3,
F— B R RBLDT- DI, A 7 T RO — VOGNS % FICE B 2RI 72 500,

(45) Teri A. Manolio et al.,, “Finding the missing heritability of complex diseases,” Nature, vol.461 no.7265,
2009.10, pp.747-753.

(46) DNA FLFILSDOBGIT & » TRRESHEENZLT D BR 2T 2 a2 ey =T 4 7 2 LW
Do Flo, TEV=XT 47 AZVEBITHLOORKEZE S/ AL, ERREHKEL LT,
DNA DI A FAEDRFES T 5 DNA A F/L{E=°, DNA LA L TG 2 REh s E 5 4 3y
HE AN OEFERMERMIT X 28T ORIOHEIEHIH 2,

(47) Nowogrodzki, op.cit.(44)

48) 17 ) KERFEBHAETHSFRIE W £ L) 20157, pp.6-11. EHEEY =71 b <http:/www.ka
ntei.go.jp/jp/singi/kenkouiryou/genome/pdf/h2707 torimatome.pdf>; [T REUKLS ) LFENT O 72D DFFHE Y
V=AM 20 UK EREZEATAMER) 2014324, AT O X LAV AT =2 THA B
<http://techon.nikkeibp.co.jp/article/NEWS/20140324/341583/>

(49) COCN (%, [HARDEXEFS ) OMULITTROWELZFFOREEROFKIC LY | E ORISR O AR
LR DPEREF SN @D DT, BAEANBOR, PEEBOR e L OMRSEROKE yHE | ER
FWHOb EARBREHC L VBIRIES L LTED L, BEEE~OBE T 2170, FEBLZ K
HIKENEIT - T D, | TRRIZONWT ) EERS IR COCN 7 =71 kb <http://www.cocn.jp/i
ndex.html>

(50) PEXEB S NBHRE ERET = v 7/~ A T — XX DIV [PEERS IS 2015 FETr Y
=7 b PEHE] 2015.11.12, pp.7-8,14-15. <http://www.cocn.jp/thema82-s.pdf>

212 EEAREERE R OSEE R



9% T LER

(D) A > 778k

Koo T — 7 oY — 2 R BB TR T 5 KB 7 ) BRITHLE NS D |
F—ZDOUE « FH - . AMBRKR. U Y —2ADOHENT X A WF5IEE) ORI 2 8h B2 5
LTV 5, 2014 45 1 HICI3KE Tlumina 528 1 46729 T 18,000 7/ A& fRH T, &
NS ) D= T A 1T ) KT DT RV CEE N AT RE 7 HiSeq X ten & — 27 =/ X
VAT KEHREFZ LY, AU RT AFECK, hE, wEZ E OSSN 2014 4
MOPEWNHRIIEA LEHZ D TND (% 1), TBE T, HE~L A7 T 103 HiSeq
X five #R A LTy —F o AU —ZFE L, AEPIZa XA MY L —EAD
BAEFELTEY 20154ETANS A ) A—2 = o —0OREEM 2 BG L T 502,
Hth. 77 DT O RKBBACIZRHE LT/ AEBROFERLZHED 5 7-D12id, #ERIT
ICRESNLTWDOIE Y VT —F WA HDA—/N—a L Ea—FFED IT VAT LEEHL
TR b L, FMEMEZ R B Ew, EABEHAHNRT 5 & & bIT, RO ERZBfE L=
FEAN X OGERERT, SEAIRN, AEWHRETOHFME R EDOERBGRE DBERP AR R TH 5,

%=1 Illumina#t# THiSeq X ten) EBAHERE (20154 11 Al A)

PN X5
Baylor College of Medicine K
Broad Institute K5
McDonnell Genome Institute K
K IE Human Longevity, Inc. (e
NantOmics 3
New York Genome Center FEE A
HudsonAlpha FEE A
" Novofgene /JE%
WuXi PharmaTech 3
giNES| Sanger Institute FEE AR
KA Deutsches Krebsforschungszentrum [ N2 SE T
AY = =TV SciLifeLab ESRVRY
TAAXAZ7 R deCODE genetics ¥
73 B —)v Sidra Medical and Research Center ENLAFZERT
A—AFT7 VT Garvan Institute FEE R
HH[E Macrogen e

(J£) HE A~V A THET 2015 4£1C HiSeq X five 238 A L7-, HiSeq X ten
MU —J 2P —10 BENBMEDH VAT LA THDDIZx L, HiSeq X five
Xy =7 =5 BENLRH VAT ATH D,

(Hh) A FEEE 2 B 2 PIEHEHAR I ER,

() L—LE
) DEROROFSIE, ADY 7 202 < EBUGIERE R OB LTS % /TREIC
TRHETHD, 7 LER, xS, F~v— I — RO~ N F A v 7 2AONEREHS

(51) “Illumina Introduces the HiSeq X™ Ten Sequencing System,” Jan. 14, 2014. Illumina Website <http:/
www.illumina.com/company/news-center/press-releases/press-release-details.html?newsid=1890696>; “HiSeq X™
Series of Sequencing Systems,” 2015. p.1, Illumina Website <http://www.illumina.com/content/dam/illu
mina-marketing/documents/products/datasheets/datasheet-hiseq-x-ten.pdf>

(52) e N5 AEHIE RN ATRE 72 e ek AR o — 7 = o W — ORI A B 46 ) 2015.7.14. Z~L
AT =T %A K <http://www.toshiba.co.jp/healthcare/info/20150714.htm>

(33) ~ATFAI v 7 ALIT EMOMKBEBROBEENGE LT D54 I v 7 A2 BHHAEDE L D%

TATHA L AOT T 07 (BREEMCET 2i#iE 7 22 =7 k 2015)

213



WIS T A 79 A =2 AOWZERIEIC B 5 E2 h ey 7

T, EMERSUTEERN T — % LA OREREE L OBME D, L0 AFER 2R BRI S
BND, Yo T NEeTF—2DERPITEL R D4 v 7 AFBFIZBWT, 7= M
TORBOILER, A —F 2 F— 2N & 57— % O OEEMIIMD TEL,

— 0. BADT ) NMERNENT SND Z LlE, 7 DERPANUND FIZED Y AT
WELDZ EEEKRL, BEHHRICESEN, FRIES ML THWA IR PR
EREPBEEIND, 4%, BEOSARLHINOBERIZEL ST, 7/ AEHRICEAD L FHE
SRS L L W Z ERTHRENS,

T DEBIT IO TEENRTE RN Enb, IR O AERIRE T+
REENPLETHD, 20 ETH ) AEROF R ZRKRIZIE L, 7 —F ORE72F)
MERETES LS. OF 7 LAEBRITHRD @ WEMME LG T 2O, QEBRIEEE
(BR%E., REREST) [IXT28E. &R, OFEA I v 7 AREOEMEE (s
B ATTE) OfEfR, @Bish vt ) o RGO, BRIOPTR~ORIGIZBE
HigEN, ®F 7 MMEBREEOARE LT B OTEMERIGE « 2o imr 228 21 - R4
HA 7 T, ORI OMETE B KO FE, Eo BRI KD 5TV 5 00,

LPIEERRIG ALt A= R Y a—va i arH ek
i

o

=
A

=8

n

9 =

s

BT, e LV TEMBAREZEETHZ LT, IVRAMICAMRS 2T D Z LAl fEIC
05,

(54) A—TroTF—2L1F, BEOT—XEETOANPFM, BEicE B TAMT I E2HET, &
FICBWCA—T v T =2 2 EN LT — 2 _R— 23S L, FIAESHAEICT =2 %a L
BHH LT, MEOHRIEARLEDRL I EITHEL > TN D,

(55) THIGLZRNTWAKER] Lk, BEFNREOBRICHEROBEL TS TMDHEFR) 23 LT,
BOEEIZ L > LA, 2R RFIECE RN ESIND 2 &b, WER LT MM 21
T W II O T RO AT D70, BEFIMAEZ1T O B2, Fo 23l o LTl
FARNDRBEESD Z EMRAIRTH D,

(56) 17 MEEEBHEERFS TR LV EL D) AIHEEAS)

214 EEASREERHE R OSEE R



9% T LER

a7 b HORBLERBEHRE~OTF ¥ LV LRE
BREBBRFEFHERABEFEE ¥ — R - BUF—R /DERKER

OB LT, BEBOVRNEEROZ LA L, BARTIE MEHEM, EREREORE, 7
IR V2 M O AR IZ B3 A5 ) (BEFN 35 FEiEAVR 145 5) 12D P4 @Baa 5o HARH
WTS HARMOER L ERINTND, ORI 7,000 H5 & F5bivTEs0, Koo
WCRRTBS TR SAUTWRY, llx OEBOBFLHIT D700 R, EROFEHEIZZ W -9,
=% LTORBEZITRL TOR el EREONRE LTEETHD, £z, Bl BEHO
REBTH-TH, BERODRVEBTIE, BELZOFRTZEMBHET 5 E TV DHD
Wbt CREE % D78 EIFRIMN D 86503 % 0 | Tdiagnostic odyssey (72Wr D 72 8 D FV VEE) |
EIRENR TN B,

ZOXDHEAE TE DRV BET D72 0I10iE, EREEOERE LB C T, BHEODRVEBED
Rz AT HMLERD D, 2O XD REFHEICKHE LT, KETIE 2008 42> 5 [ENLAF A FEFT

(National Institutes of Health: NIH) 23 K2 Wi £~ 1 7' Z A (Undiagnosed Disease Program: UDP)
ZREA L. 7T DATOERER, 1| 2O a—F 4 F—vark ¥ — 208D DNA vV—7 v
VIR E ARy P U= 274U A ETICH LWERBRE 20 5< b ROTT0D, Eiz, &ETIE,
FEEEREE BT D ARBWIE B OAZEN 1T i T D (Deciphering Developmental Disorders Project) ,
[Eps 7 D P B FSE = >/ — 7 A (International Rare Diseases Research Consortium: IRDiRC) Tl
WFZE~DBIEL, F VBB ORKRERT P A o ROREEOA R LEEZT-o T D, WBETH, H
AREIRIFIERH 56 H44#%  (Japan Agency for Medical Research and Development: AMED) ¢ IRDiRC -~
NV RBWrfi A =77 « 7 (Initiative on Rare and Undiagnosed Diseases: IRUD) % &*”
72 EDBHL 2015 FITBABEN TS, o, MPRETHLRMOBEMEDO O THIT, &
WrZ BGE AT 9 2O OREF v FBATIRS N TS 72 8 L OWF R DOBGA L., K] DL
DHED BTN D,

— A DREEBEAS~OEREZ S HICHEHET HICY 72> TN DO RRTREFRE L FET 5,
— R EIE, AOEROBECIRIFEICE W TRLEE L 72 5 BB TREZEIZ OV T, MBSO AR
FEOBLENG . HEHE BRI (direct to consumer: DTC) B {nFHIM AL & & T AU %
DT TLE D & RBDIREICUNAEDRES AR EE 5 X 5N S 5, Z DT,
HHIRoTA RT A v &dmT 2% aI12iE, BEZRR LIfEY FaxidmT 208 " H 5, ZAH
W, BERIEAORHOBRTEOMETH 5, AP EEOSE, o X 5L EFAZAMT5 2
ETCIRENMEDE b H DR, T, BERHET HETOR EOT—XITBE L TX, g0~
TAF VT 4 R EULG e EHMEEOBLEN S . A LARWERBRWEA BB BND,
DRIZEBNT S, ABROFIFICE L CHMWZRE LIEY FEaEmT 2 4ERH 5, —mHITA
MERORETH D, MDEEBOEERICBW T, EFERMNO THE IIEIRTH DEAE N L
O, BEOMET —FA I v 7 AFRNOBEONDNE L | IR LOSERZ L7 72RO
BICKVBREMICHEOST CHMTE L 2 L0k oD, MERERIISZOND X HIT, E
FAESCHHEEIZK T AR BB T-DDHEE L KESEDLZENEETH S,

(BE I3 MR A)

(57) Nick Black et al., “Diagnostic odyssey for rare diseases: exploration of potential indicators,” 2015, pl.
Policy Innovation Research Unit Website <http://www.piru.ac.uk/assets/files/Rare%?20diseases%20Final%?2
Oreport.pdf>

(58) TIRUD CREZWiRIBA =27 F7) 12O\ TI  BiEIEER8)

(59) T[FmoE] REOZENEEZREH S AOBIRIZH Y MKl (IRUD) ZHEF—0 0 ST E L
i BERE P SRAE B O W) 2 L W IRRRAEIA~, 22 AX v 7 A7 —]  HiBTEQG3)

FATHIA T ADTa LT 4T FEFRITICET 237 e =2 k2015) 215



