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1. NCBN D} E
Farta— - NAF NV F YT —2 (NCBN) [, B HHERREARL S EEMER
HARE A= (Foafiltos—) eI M EERRBERERE - RIBT LN\ 1F /17 1 2E6 MR
DHRYNT—ITHD, INLDEI—[FTELERELREL. EROBEETI-OICHREDHEHR
BEEOREEZHIETERMEHETHS, 620 AF. ThENRODEELEBHORE R

WIEREEIRS,
o NATDMDEUHEY: EINAMELLE—(NCC)EREHREK
o TEIREA: EERIFAE 24— (NCVC) KERFFRET
o EH-miXEEE: El Lt - R EEME 22— (NCNP) ERE/NFH
o RPFEZTDMDEE: EiERERAE L 2—(NCGM) RRERHTEX -

FEEMNIT

o /NR-EREEE: ERBEEEME 24— (NCCHD) RRAHEA X
® fNERICHESEE: EiIRFERHATELF—(NCGG) BMB KT

CNBDEADRELTHBD/NAF /N VBEICRYIEA ., BNCEDIBLEWAEMELEER
C. 23t 23— RELTCELEELGN\AA)Y—REETFZOEEICATEYGHEFHRATSE
SUEMAERIE T HIEN. CORVNT—VBEIZBITEELENTH S,

7/ LEBRCBEEMENFEOCOIRMEFNEDICONT, NAFVY—RENUIETEHE
EDKRYNENBHEINIEDT =, EEFED B> TNAF NV IDRARYHTBEEEZITNCBN
(FFRL 234 10 BIZHEL. 6 DDNCIZEITENAA NI EELHLED D EELST-, BNC/N
AFNVDFBEIZBT5EPDOELEFEIL. (DNAFVY—RERELNIETDHIE, (2)/309
LS =REDFERICKYEZMEEXIETHIL. (3) ENCOBKIFHRT Vb Ir—LEESH
$HIE. THoT=. ZLT.BNCEESNCBNEEDRAEIL. (4)NCHDFBT VN I+ —LEE
BEEEDAUISELTEMTHIL, LSN=DTHD, COLSLEREND. TNTNONCHE
FMREETHLTIELHARRAREIAELTHEBOHLIEBICERE L THILEZEL. NCBNOR
YRI—ORRKRELTIIERNSBELBDIENERDIFLEALEMRELI/\AA N\ DEEIZRYME
LIEMTETLD, CITEY . BEELGBRKEREZHAENIHORBEREELT S, A ETLHE
— DRI BBHARELDDH S,



2. NCBN D N EIKR

1) SAFFER LD 6NC RAESFES (2020 &£ 3 A 31 BIRTE)

EREH | BBREHR DNA* Jiirk:sss ;& R ZFDith*
2018 &£ E 82,015 266,645 64,256 67,404 53,353 25,485 30,902
2019 £ E 10,0361 336,582 81,978 104,838 64,047 40,145 42,044
1%k 18,346 69937 17,722 37,434 10,694 14,660 11,142
*1: RBHEST. *2 B, FEABEST. +3: RNA OBER. RIRFLE
2) hAOg FT—aR— &GRS (2020 & 3 A 31 HIFHE)
BExE | ok | DNA® RNA 4z i R | ot
2018 &£ | 98436 241,931 75,124 20,348 56,648 53,466 18,574 17,771
2019 &£ | 115962 | 386,560 | 121,107 51,030 96,747 65,766 28,939 22,971
b=y 1E 17,526 144,629 45983 30,682 40,099 12,300 10,365 5,200
*4: FREGHK, BERAE
3) FHn. MR
FEA3
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3.NCBN &LTOIEE)

NCBN (55180 ((FRX 24 -5 28 - E) DFENEL T, T/ 24 F 4 BISHRNAF N IEFHE
BOWEEEREL. (1) VT YA RO 1—ALE— =T IMEEDERIZKDIEIREBENDHE
#. (2)BNCOEMRH O MERBEHREZERR CTTLIHBEOHIOT T—IR—IXDE(HF, (3)6NC
DNAA )Y —RFBAFLEE BEASEN) ITHEIFEZIURNTH—E RO, #@BLTENC/ A F
INUODUNET BB OFERERET BES/ NI Ty TLTE -, FRK 29 &F 4 BASDE 2 47
(X THBEDTSYNTH—LIBE ORI L 0DEHE ) ERBBFENG/NAAF )Y —RDIRELE
Iz REGHELTRERRET -0 DH-LEBEBELBIEL VL. E2H3FBETHLF
B 31 EE(SHTE) (T HBOTIVRI+—LBED-O . B ZFFHABEEDHE LD 6NC A
RIS/ LB E R EDT-ODEBRETED =, - BEEFEMIZHLN\1F N IDHR
FUREEZELISETIEENHY . NCBN ELTHRHDELEIBRRT 5120 IREPRESZED
ZHEAL O —EEEDHTLVD,

1) HBTSVbTH—LIEE/NC HEIHZEENDRYMEA IZELDOHE

NAFA NI DRFINECIRE S EFZEETILE. HHOBVREEREFLODO. FIAED
FHBEER EICHERAARTHD, CNETIZH B D HBHEEE AL Material transfer agreement (MTA) %
ERLTERLN., SRITBR/AFEZELTIILELBEELTHY. RHSHNABEZESD PR
— L DREFEBAIRL =, FT=. 6NC DHEEBEED—DEL T, Ff=IC4F / LAT—2%H Bl
RIETERTLDOE[FE L. 6NC TT—2E2HFILTEOD TV IA—LDOEEEZFTELTLY
%,DNA HEMN DY / LT —28BHT. ZLTT —AR—RADBEFTEERL. TS5V I+—LEBED
BREZEITI20. FT (L. 6NC DNAMA NI EZRBEER]RICERTLUILF—ICEBET HEELEFIR
VERETIMRIFEEILEL. BLFT2EERLUNKT IR—R AT LDOEELRMIEL
T=o

2) EEFREDEECHMDNAANHEDEE

NAF N IR CEROFEFAREREDEBEERLADT IV I+ —LEEEST BT/
LEREFRITYNIA—LEZEITNCBN [FSEILTEY . BILATAAIL - AT N I0NAF 1Y
DO INVIREBRDNAF NI EBEEL NAA NI DB EEEMICRET DR TLOEE
PR RAFICEFNIR TV IERZETOTND NAF N VEHEB OBEIRRERS AT LK 2019 £
10 AIZE 1 RASABSN Tz, Tz THTSTET TR EADNAF N IR ORBIZHEA
hof=h, WELELOERBEDEREICHITTREEER TS,

3) IL¥RIEE

NCBN DEBAEZESH . FIABEEOT -0, 2019 FENST—IAHEFLTHEBEZRDES
[CHHIERLTz BRARANBEGFRSCR FEMFERLEHICTHELIZF R TIE, NCBN ZE157% L VBY
RELE RNEZEOFRAEEEADIENTE =, Tz, BABEEED /XU ILYLDORIF
O, AT T—AR—ZADFEEER LS EFIABNIYVEKRERFTHLIITT H1-0. #Fil-a#fiat
BEZEAL, F—LAXR—COBEOHRRET oIz, & 4 AIHTO=1—XLZ—TIL. NCBN £{K

DFBERETDHEELIC. BEELGDEBEET—VIZONC NMEETIRM B OR M O MERE
Li=o BN AA N EDEE BN TORMEEZE DS, BENAT N\ IDRBTOBHND
PLTHORRI—AOHBETHET=,



2019 FEHRFR—E
F& A Hh R
% 62 A HABHFRFMER ZHE 6/21-6/23
%50 DUZHIVIMMANIDES f& [ 7/5-1/1
% 42 [0] BAMBERFEFER iR 7/25-1/28
%6 B PU7HBERMER 1= 10/11-10/12
% 64 B BAANSEEGER R G 11/6-11/9
% 38 [0 BARMEFS BiR 11/7-11/9
% 66 [0 BABRKREEEYR &L 11/21-11/24
% 42 Bl BADFEYER f& [ 12/3-12/6
% 40 [B] BAREBGKREERFR BiR 12/4-12/6
American Society of Human Genetics Houston, USA 10/15-10/19
ISBER Minneapolis, USA 11/4-11/5
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1. NCC INMA NI DBELER

EIZAARFE L 2—(NCC) TlE, - B -ECBNI/N\(F)Y—REROEEHERH L.
2002 £ 1 BEYNAANUHEBELTE, 2011 EEHINSIIEDTIEEZ T TNNAA N\ HE(E
DHEESN ASVIRBEMICTH A DB LEFHEA . KA DEBE ORED ZHREITGLTHAEA
ARSI, SEMREICEIMEMENMBERIN . EOBMEELSNEBRRER - REBEEHRZEL
HRAOY FT—ER—REHATNAF NI BIELT. TOBE-ERICH->TE . BEFRITK
. RRIEIRNUNMFANVIBEFHEDHTIND,

NCC NAFNUIIE BIES —XBIH DO DREEL DR L. EILERODEBRLLINAD
ZREBM - ARICEUEBADI-ODETEHRERIIOMERD . WAV ARETHAHIZLEHHET .
NCC NAANUYIE. BABNTORKFEDDAD/INAF I THY | e TIRINEDHL
UWKAES . ERFIEISUES . BEZEENIES . BERERIES . S B DA AESIL S RIREL TS,
F1=.NCC NAANUITIE,. ChoDREMEBLOMEDHELT | FREHR- ERMEIFFAFRE
EITORECMDTATITEDORBMRICTIRELTLS NAF N IEBERWN-HED

64%%. SOLI-EEMETHY ., SHIZZD 17D BELDHEEHAFT TH-1=,

HEAEDORHAA LML, REISIFFHFMEHRENBORRGELISER - BROREEZT5N
2REDHENH D BE. REOABHIMICRERLELGHARBEDAHDEERICLLIHNEDOKRT
DIRMZEFTREICT DO DERFZEED TS, ERNDEZMRALY—BFERSN, HRICE
TEOMRRMELERT DL H/FEIND,

2. EERE
1) SRRERR (2020 £ 3 A 31 HIFHE)

BEH | OBRA% | ONA | M A (%Fﬁ\?
EEER~R7 IEEE
2018 & 28,512 91,618 23,430 26,829 ER4A % 0 272 22,815
fEE M 11,322
2019 & 38,531 124,396 33,966 35,210 JE FE I ET 4R 10,752 33,146
2019 4B fES 4R 2,050
8 8 10,019 32,778 10,536 8,381 JE B ER 4R 1 480 10,331

IEEBEDOPICIE. HOMNALUI—%5ET S NCC ELTIEBO TENGIRALEEND, F1=. &
RICEDEMERF TEIRELEFTN TS,



2) SAPHRHEGH 2 2019 &

THATIT (K2, HEHE) a3
HEHZE 3 6
NERIEH 0] 0

3) FEIAE:

NCC NAANUITIRELTWA AR L, ZREREBALLTORERZMER. REIOY
. eEERENLNZRE HERICIRBEZ(TEARRMMAD 4 DT, 4 EFAICH T TEHERMIZUR
£-RE-THL BFATKEFTELENG, FRICHT-DAER=—X(Zx G Al §e7: T BB HURE
{ToTWN5,

(3RAE%](2020 £ 3 A 31 BIRHE)

ZE%EH: 38,531 EHI

SREEEARR  EEAAE 11,322+ 7IEES LR 10,752 (FEFIE)

REIOVY BHEH #3994 AIOvYY

PEFMmMmE:# 607 HiH

BIZRiRIm MK : M%E 35,210, DNA33,966, RNA (lysate) 33,146 (JE 5%

3. MMEFALEMRAE

PhITTEUEAIELT=1£ 2019 EEETIT. NCC N ANV IAIRET BB ERNTITHN =%
DENH =B GHX (L, 686 #7 (1/ 3\ T7o2—EF 3906.165 = -# 5| FAEIE &5 21,558
B)ZE#Z 5, 2019 £ TIE Nature Medicine 3 #&. Cancer Cell 1 fR7EE . 1 /NI bDEEEEIZZED
BRENERIN TS,

aEmC B IF 85t #1585 AR %
2018 E£EFT 603 3474.266 16670
2019 &£ & 83 431.899 4888

=451
CNFETHYHMATER TOP-GEAR(MTXF7) TOC /M DERELEIC. BRADNAY /LZE
BEDWRHHMERFZEETF/ ARILIREEL T, NOncoGuide NCC A2/ I VAT L%, Y RAY
YA S LA R CRAREZED-HER. 2019 £ 6 AICRIZBEAIN Tz, IFE. FoundationOne CDx
EXU . BNAT/ LERERHEET DR B OMFEITELL T HEZLDEHRTHLIGA TN,
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JRAY DA - %’
=41 2)

BREOEVWAELNAD—BTHAIRMMEEEHRNENRELE. ERICEHHIELRFEEE.NCC
ZECHRHART I —THHEHRITEER T THAS,ICLz, TOREBRE. AFRBRERODEOEA
fE. HFAODADOF B BRERRBICOUNIEELERELGLLHAFIND,
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Nat Commun. 2019 Dec 12;10(1):5683.
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1. NCVC NA AN DBE LR

BIRBEREBEILIHIEERBENDRRICEMLBIEREFARRVEREZAEOERZRT
1=HIZ.NCVC Z(ELHET HER - MHRBBTINEINIANEL —THICER - TEITLHLLD

2. ZNoHELEEFRHR CEZMIZERGHEICHAL T ZH DA )Y —REL THEE
THILEFBRELTVS, FH2EIARFETTREE LI 20108 NZDIF5,

NCVCHaz

A F ORI

Ef%T—4
R
S

GEEE

NCVC/ A A/ 2

25,000
20,000
15,000
10,000

5,000

BERFEEDRBRICEM LG LEREFR VERKEFOHREBERK

N F N7 REH - FRln%y R5t

IR & = h f- iR iE RS

M & 16,529 A (121,4547%)
i %% 16,385.A ( 91,915%K)
£ 16,5220 ( 36,181%)
DNA 16,092\ (124,7867)

V4

20203318

2. FERE
1) REURERR (2020 £ 3 A 31 BIRAE)
BHREY | BBRAK DNA m#z miF ik Z Dt
2018 & 14,153 70,359 14,141 16,072 16,740 4,940 493
2019 & 17,254 88,659 16,092 23,590 20,807 6,147 493
22;];&& 3,101 18,300 1,951 7,518 4,067 1,207 0

F1-NCVC [ZHFHGY U TILEyb LT BRFEEOERRETHAIE M MEEDBIME
HASEBEHICIHTTR—H{REDERD I LRAUMIE T EHERIIFHARIREZRIBLT,

2) SAPHRBERGH B 2019 FE

TAHATIT (K2, HEHE) % FRR D H
HREHE 9 0 10
DEERGE 0 0 0




FIFE RN RER

HFiRRE RESHEN B | ©FE - T7HTS
7

1 EHREERTFREA LM B EE LDLBEE | Mm% (8 ) FTHhT=
EEDEAREEANZEHADIEA

2 IEEETERICHT SRS MEEDES m:&F (396 ) BN/ FHTIT
Proprotein Convertase Subtilisin/Kexin 9
(PCSKOEDBEZR D AEBAM R ERE/ N1 A /\>Y
R AL-RIMEEHEHE

3 FDERMEMEEBEZEICHTSE0E0REZME | DNA (681 ) RN/ FHTIT
EIEZFZE RNF213 p.R4810K D AEHT(MOYA-
STROKE study)

4 BHIRMEEREREOL AN BIFEZHME | DNA (27 ) RN/ FHTIT
RUBRMMBREREDS / LIERERAN:-E
AlEIZ kB IR REAEBRRR TR

5 BEEFEREEDFEREMBED-HDEEF | DNA (82 4l) RN/ FHTIT
BRI SR B8

6 BIEERBIBFROBMEICLLBIRIFTABDER] | DNA (888 i) BN/ FTHTIT
LB EUFEFRAEDRRE mig (546 )

7 RAAEERE - DEMBOEES T FEREM | DNA (127 ) R/ 7HhT7
HEfRHT

8 INBID BB R DBER ) BTE R R RHEM (3 41) BN/ FHTIT
(PTLD) MR AEMEBAIZREE 4 SR

9 EmMEICHFI2AZE)ETIVIELVITDF | EREMERE 1 F) | BRR/FHTI7
SREAN_XLORBAEF-ARBKRORM | REMARS FES
i #HiE (5 B

10 DBEEFRDLFIRRTFROESBEELR | REMEE EEE | BRA
Bt P IR 3 AR #HiE (24 1)

11 BEENFARMEREEICH T 5K EBMEEEIEFD | DNA 45 f) e
R

12 IDAVEDEEE - RBGRRURKIGICEDGE | DNA (45 41) fEN
REfRBAL A~ DI A R AR _JERES

#H%E (16 451)

13 MFEESHOHMIEZLBMMEEEDEEDAEA® | Mm% (60 H) fEN
EDRIMEHENE

14 fifie MEE DB FREFTAR DNA (44 151) A

15 NMEEELLOLOREAZHECTFESE DNA (230 151) BEA
RNF213 p.R4810K D ARHT

16 NCVC fxti 4/ LB %E DNA (290 151) BEA

17 R ENAA NV OREFLEEARZR | JEREHE 66D | RN
WEDERBESHITRICE TSR EEEDRE | mEMRE EES
REfZBARA 2T #HiE 3B

18 FEIARME e MEEICREE T 2EREXRIRMEN | IBREME @ F) | BRRA
Protein expression of PAH AL HERE JEEE

ik A GR L)
19 SRR/ —@MNEDREOFRME/N | Mm% (59 F) RN

AAI—H—DHEILIZEAT IR
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3 FBAR:

CNFETNHAANYY TREARENCORRISEE T LB OCEROFEOBENEHLEIIH
L. NAMFNIBEPRBESLIVEEEZL TV BENIA/NVY ZFRALE-HREEMT
BION, BERESLDEVEHLEBEML., MEFICHEEET HEVIFRENREL -, £CT
MREESDNAFT NV VICERSNERBE LFUEHBERR TESEMA. [/ 111>
7 HAHBRBVATLIAUT AV AT LENS) ORFEEITL. ERZMIAL. mRATIE
LTELBERBAAR L I —DORRMGRENBEICRRATRRLLDIIFRELIz. AVAT
Llz&Y AREOFEES R EL, SENAMF NV OEFRALEEZRARLSSHITTERILT S
ENEIFFEND,

f '|| ban
=4
EARR
5 : 5 E
Fiit - ~
ks
AEHFTIY. FEREI-FEDBRLTZZ N,
wmEHFIY ANDiZE * OR#&E
T IFET
EMEivEE ¥ GHEEEEEET AND ¥ OR
¥ HELE SELEER BtEEmiEES
T
wFe > (REREERR AND ° OR
AEER > (HEREEER AND ® OR
FHIEE > (FE AND ® OR
i - DEEES » (5 AND ¥ OR
[Rpm—— » (HEESEERR AND ® OR
HERES > RHEREERER AND s OR
HIRES > AND ® OR
EFRMLESE » (5 AND ¥ OR
EOMoLMERS > (RS R AND % OR
Je] v (HEREEEET AND ® OR
{EETHm Eilhadind BB i
EEEm EEE
—iBTE R MFE > (REIEEE® R AND ® OR
TADA > (i AND ® OR
S > (REHEEE® R AND ® OR

11



3. AAMZERALIMRME

LE S ERN =20
2018 FEFET 38 2 36
2019 F B 3 2 1

BAADKEEICEE 5 ¥ 5k B R EREERF DAZH

2018 FEEMD 2019 FEEICH (T TEREMEBRNHOARESOER/ 1A/ IEHBEANHE
DRED . EREHEE Circulation] 5 KU Stroke I8 & s 1=,
HOLORDREICRIFRT HEREIN TS RNF213p.R4810K SR ZE H L THEMLIZECH. 2D
ZRIFHVEREDLPLORKIELT HEEOSIVER QT TAP—X) THSH7TO— LM
EEDORECES T SAEEMEN TSNz, BAADH 300 FANRETEHLEFELLND
RNF213 iEEF %% (p.R4810K Z &) HNE R A DIRUVNIEEFIE') XY TH 7= (Circulation 2019),
F1- 60 MABOEEMMMEEEENRELE-AETIIMELRBIREIE - HREEHESIBEICBNT
=EIZTRNF213 B F % T (p.R4810K B &) A ERDH L T= (Stroke 2019) , KL R T HARANELLEL
T.BRRATIHEEN VLBV ZRTHY . BRI TARICHEENZ N LEHATIHMRET
Hof=. AEH(L, SME, DFHEE, HOLOREEMDBRIFEBICLLEET HIENHES
N TS, RNF213 p.R4810K LRI L 7T O— LM EKEEL OB UVERENBAL M EES2IE
T RERELTRNF213 BIEMERE LI —DDHEBEARINILEEEL, LOELOREEENR
BAREREICE ST TA— LM TIA/ NEEOEEEZZOR—FEBARINI L LITELZE
MNTED, 5% RNF BEFEROBRFBERICHTLFEMAAL RNF #1209 588 EN RS
TENERRBRBOEFNIEEELLYSDEEALND,

RNF213 B FZ B LEEE N ENRIEZE
-RNF213R5:E I B i D Frit =-

RNF213 p.R4810K% £ (+)
BEENEAREE

FERNE

RNF213FR8:E Il & iE

12



[EFEHEREEERME L S2— NCNP]

1. NCNP NAA N\ DBEL SR

NCNP NAA N1, - 1EHRDOIRMZEL TR - BRREDREMREXZHLEIVYA
DELTRY., FTREDIIEHFEZLOTLVS,

® I -DNA [Zh0Z s & % s B8 - Fr R E TR RISV MBINEL TS,

¢ BREPLFMHEMICEIMINEHAMET T EROERRAZVIICIVBRERBEFLS O
MR B OHM (HERER- MR&RF) FERETOTLS,

o HRMDELG6AICKY. BEMNCERE. RICLEGBRRERZINEL TS,

NoFDTZHI=DTIX TZALLIDEB A AL, b (BFEOER) AR OFRE =T
WAL TIIELS, AREMTIRELERFER O, IR TERELREEZ T —F/\vITHIET,

ERRGICHTEDEITREMI LD TS,

2. FERE
1) EFEURERR (2020 5 3 A 31 BIRTE)
BREH | BRAK DNA m#z b #RH B
2018 F & 18142 31853 6944 5510 4044 10225 5130
2019 & 19166 36874 8039 7262 5639 10373 5561
2019 & 1024 5021 1095 1752 1595 148 431
RS

- REREDSIMERELL TS, LHL., IHIZFEEBC LICEASRE| (HI 2 (ERIE0E
B BE) #HoTWA 120, ERITHLL, -, MREMORMICIXMARBEFTIELS /) T HBY 5
FOBEAHIBRSINTVS-HMRITHDIKELHFEY RBLAEL, T2 T, E R ITNE R (CSF)
DIREKIZHEAN TS, CSF [FMREERDARICHFET HEEBEHERAT. ROKENSE
LTk B=OREBED R FLELEATLS, EETILYNAT—RD CSF A VEEDLIIZE
RitEh TV S#%ELH S, H 4 2010 &Y CSF D/AVFUH%IELH. 5000 #RIALL LD CSF %
IRE LTz, COFIZIE. IR B M (HEMEATER =L ER) THRMLZ CSFHEFNTHY . BE
xtH8 384 FEEL 1,305 HFDFEMEED CSF 5 HMALERKRFRELBIZRELTEYERNILER.
HRMIZBRYTLANIILDYY—REESTINS,

fihl=H. HICELHHIEF DR FR DNAGKY 800 KRR, HARKBOHAHMBEELIH/ L IDSH
R B SR O R AE AR AR 10000 FR 4K, RN LD EE TEFIREFEH TS, TADARTF
TR SR D ANAE R 228 MK LLEEZRLTLVS,
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2) SAPHRHERH R 2019 &

35
30
25
20
15
1

o

o

(2014.4~2020.3) 34 {4

EN 122 1% ‘

2014 2015 2016 2017 2018 2019 (%)

TAHATIT (K2, HEHE) a3

EEi 15 ¥ 144

EIR 14 74
IRHsEIE

KRICHRETE TH > THRI DR - iR
SRR DS EEARATES . T H
CHZRETEL. RLHERTH>TH. 3HAL
RN TEBOANERMTHEEICE

Az ET,

IRBBITIEF BT TEY., 2019 FEIFIEN 34 HHDRMEIToT=. TDI5 24 AR,

26 8 YN EEADRETHS, RERHLGEDERADREIL. 5

s =/ iy
-2

EDRFEICERKELT

WAHRT, SRBARKICEENOLFEICHDSNG=H. SRIAZANTOEL,

FERALRFRER
e ERE RESHEN B | ©FE - T7HTS
7

1 MERTAT774") D JZEEICEADL SHER Mm% (60 1) FhTIT7

2 AR EDREERM T S/ 4~ —h— | §E& (30 4I) FHTET
D% - ERLHAR

3 EMRERIREILEDREAZEDI-5HD/\1( 4 | DNA(60 5)) FHTET
I —h—iER (NCNP )

4 HAMHAREDEEHEMBEE RO -MAagEE | Mgk G H) =3
il

5 DFEEEHN - FEZH - BRNBEITICK SE | EEEHER-DNA | 7THTI7
EMECAMNEBERESSSUVEETSIRER | (234611 45) (NCNP )
BIEEDZWIZEET 5%

6 FLALTO—BERVBEEOKEHEEHD | #&% (8 H) 2
SIEEMYE ORIE

7 - HIRERBREBEERUNAKEEIZE (TS | DNA(23 ) THTET
J7—aAY ) I RAHE

8 NAFTNIBEERWN 2R MEBILES KU | DNA(235 i) FHTET
FRHBRERROELFRITHE (NCNP )

9 BEHHREEETHRRONEERZ AL/ | 56%&E6 4 =3
A AT—H—IE&R

14



10 HOREKRBREE/ N/ AT —H—HEOBER | mE (46 ) 1of 3
®

11 HAMHERBICNT DAREOHE HREa%E (6 f51) 1

12 AMED-GAPFREE DNA (96 f51) THhTET

13 RFEHEOKEHEEPEEL TNERET HE | §E&-MmiF FHhTT
E D HEE (70 5170 451) (NCNP i)

14 TavzUXBFHFORA MO T —BEWEER | Mk (6 1) FHhTT
W=TH Yy X%y THRICET MR (NCNP )

15 BRERBICHITANEHEARVMERA X b | 86K - M3E (60 THTE7
D UREIZEYT HE 151 - 60 151) (NCNP )

16 BAREBICH T ANERARVMBERI RS)L | #6K - M3 (60 FTHTET
=EICEAY 85T {51 - 60 451)

17 AMED-GAPFREE BE& (32 1) FHTIT

18 LE—/MABRRAERBBEROMERERF D | 565 (40 ) 1o
HREEVELS LUV ZTOBEES FORIERU#E
#r

19 BERFEARIOI ST S T4 —ICkBMmEEFS O | m3E (5 H) FHhTT
FEUBLIUZDEERBEMORERE IS
T 5 ZHERAIR EHBRHE

20 HREERERENERRFDOELEZMNDHT DNA (2 #51) FHTT

21 #HIRFEM)L— 7 R (neuropsychiatric systemic | &% (10 f5l) FHTET
lupus erythematosus:NPSLE) EBEIZHIT5/\

A FI—Hh—DEER

22 BRI/ DREMREIZH 1T DERKRIEIE - /N4 A< — | M0iF (46 ) FHhT=
h—DE% (NCNP )

23 BAREBICH T ANEHARVMBRIRT)L | #EKR-MFQGIH- | 7HTS
=EICET S5 34 51)

24 RO —DEFHXMEZRAMAE | MAakk o F) 1of 3
BEBE ST

25 PR AERESEEOREICES T 2 MmEkY | miF (14 41) FHhT7T
5 UITHEMERFOBEERETRE (NCNP i)

26 BH/INNEMRED/NA AT —H—1FE&R ;% (30 1) FHhTT

27 AMED-GAPFREE DNA (100 451) THhTET

28 AMED-GAPFREE BEi&-m3E (34 1-3 | FHTT

4 5))

29 NEFAMERZFI A L -EEEEILEDRED | EESMBG6H) | 7HT37
fiZ B (NCNP )

30 N—F VY URBEORERERS L UOMEDRE | BE&-MIF-Z0M | %

#r ((50 451 - 50 51 - 99
151)

31 N—F Y IRBEICEITHEAY N Z2— - | (109 ) FHTET
EOYRBREED LR RAREFDOERNBES LU (NCNP )
BESHHEICREFTEZEDKRET

32 REEHS K UOME S NA—F 2V UROZE. A | 8E&R-EGIHl- | THhTI7
BN X —h—DIFER 39 f51)

33 N—F Y UROMBRERMBZE/ N A< —h | mEE-mFQ56]- | 7THTI7
—DIERMRE 25 151)

34 TIOA FEBKRBICBITAREMFOMERLE | BEx-MTGT6Hl- | THhTI7

ZTDRHZMES S WEREDHR

76 1)

15




3) FEBAE
NCNP /A7 /\U I TIEERRRAE 1SO 20387 DEREZF BT LT ROz NAF NV I ERRK
ETHAZLZIAL. BATHRTFEYTIDHLIEEEZEETHEN . TOBEBMTHS. 11 AL
YA IILAURERZML, A2BIDIEEEZ(T DD, EHEETO>TVD. SEER>NIAN\VIDED
IVEIYIay REHRERET HLELIC. BREICDELR)Y—X (K, %iE. E)#HLAICL
12,2021 £ 5 ADREZXBELTLSH ., BROBEERF OEBHEKRIZEMANOTLS,

3. AAMZERALIMRAE

HaER L E3f )
2018 F£EET 268 0 268
2019 &£ & 18 0 18
E150)
hB—L ¢ BIEBEREEAK (COX) [CEAET LR
%EH@WI*)I/#:_EEE@}{)XF lntermem_brane %¥{ii§¥¢
)—L(BFIEER) DREIZAE smeel ’I_‘}'f’ e I
o b ETPIND i C,@ =
TEHERTISEDNOYIT 1=y THE \,T‘“““ - Q__,m x I/
ek 1 _,‘_ ; f’ ,
BEN TS, ZOFEMHETIE, =+ }\r /\\
:‘/FU?%O)%&LT%%%lI\o NADH + H* NAD* Succmate Fumarate 10+2H HQ
Matrix (N side)
1. COX6A2 BILFEEEZFOERMIA/NF— 2 EHIOHERER o1 Py O
IR b o = .
COXx3e&
P1 (1) P2 (97) e ()
C. 11TC>A c.117C>A P2

Alole 1 COX6A2 NEINEIE T ZHER

‘II"I‘ 'Fl‘u Iﬂ\ A Al ||n ﬂl N
MW /\/\/\N\ /\"/\/ e’acaéxé\mGCLQC‘T*CLT/G\@;QQ 1. LRBASHHET . DA

CCCAGAGTGGCCCTCTGC AC c127T>C

Allele 2 ]L\ .~ FERMEIA/INNF—DERKRE
MW WAV . =
CCCAGCGTGGCCCTCCGCACC 2 @$;§1$~ ﬁEiw{&T

3. Z—/—arTLyHyARIE

Inoue M, et al. Ann Neurol 86: 193-202, 2019 4. TEITHATHREMRER

16



2. Higdla 9FI% COX #EEIE T mEEIES

H* AR %

1. Hidhla (&, EEFF, EEEHREFF. S5I2 COX Ri8
BEMBETYL, COX FHELREIES

2. COX5a &AL, hyA—Lck COX LMD
RitE&RKIET S

3. Higdla, Z DS FIE. COX RIEfEAEE
DIEAHIZ125

Nagao T, et al. FASEB J 34: 1859-1871, 2020 (KR AKFEER— iDL FEHE)
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[EMEEREERERZETII— NCGM]

1. NCGM \MMANVD O ELE R/

E ERERAELVI—(NCGM) &, TERMICEERERDOHECFRIAEMRE I ZFIOMG
FERO—2ELTBIF. TM X, %, Y37 R R BEDBREEDEYMEN . HEFMERDEFE.
NoOH EE B UEHRRABMEZIO—FET>CLET, . NC Hi— DR S HER CHIEBETEN L.
ZDEBHEEH OBEMLBBSHICHUT, SEEFLZEROINEAH EMFTEB T EBSETVET,

FEOtVI—FR. TEEHIITOEREREENENT/MZNVIEBELTENETH. FIAD
FHREF—ARELTHENET . RARHOBFEE. LLTOENTT,

(t25—fwkt]
B, RERORRGEDRAIEZLTENET.

HIV B& &£ 2000 & DFFRINRAZREBELTHENZET,
AREORAKINESE. ZEMEMNICERLTOET  ARBTH DR LEFRIIRELTNET , —

. R P F B OBRRERRAERELTNET,

[EFF & fmbk]

EENGANS VN AEF RDBESAHERRIC, BFFHGRMETV. REERELTVET I
SORIKL, BEN R PREERERANITHOREFY FERIRINE)® . D1V AR Fv hOFF
(CRASNTULET,

ERNTEMACTIEMI DBV RERMRBORENEELTENET,

2. EEHE
1) EREUREIRT (2020 £ 3 A 31 BIRE)
SHREN | BERAK DNA m#zE mi& HA i
2018 4EfE | 11,330 43,854 9,384 9,627 22,955 54 1,834
2019 £ & 14,020 52,846 12,019 11,992 26,432 333 2,070
22;];;; 2,690 8,992 2,635 2,365 3,477 279 236

F(ChiE- M3 -DNA DIREZLTHENET , EDEH ., BEi&K - FTER (D h. YN8 K& -REihG
E)ERE-RELTHENET , INoDRIKL ., FRIERENLREICEZZTTORM LAY TR EF SN T

FIDNT,. FLETHOREANREHETE IS ENTARETT,
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2) SAPHRMEBMR 2019 F£E

. BRZEREES)

H
Iy

Bk

7

PHTIT(KRF
5

4

-

R

o | O

( 1Zh. NCGM NERRAZE 2 SRREICIRM )
H28 EEINMTATOFFHEH (NCGMAEICEAN LB LV TOR M) ZRAIALTHD., ME S
X BERREBEERARTERIVRZZADHABFRMEZLELL, HEMRE (258 LEARHEF L. BRE

HEBROTEREET M AN TR ERRD KR

nELL,

FEERARFIERHR (FERAZESE http://biobank.ncgm.go jp/achievements2.htm )

FEMELTR, BRARTOREERERRICSERS

@ NCGM HEIDL B LVAESI (55F)
REEE | FERE REME HHFEniE | ©F/T7HTI7
2]
2019 FRERAZANVE | BEFEREN\MZANUDEDREE mi#& AyH3y-1-)b
BREAROBRKME | ZU0MERBERANT, B#EHE S—X &4t
FATE T DOtEEETEE B e LR BR & 1T,
B/BonNzT—A kN2 AEER
BEEHELTERTS,
2019 25MIVIN M TA | BRARBITOSLEABREEZRHET | BuffyCoat, YoryIr—<
DL % DNA.RNA, | #kX=%t
%, mig
2019 SVNNDER14HO7L | TgA BIEINEBMRBRITFIY | M BEERIER
1ERVEECRE | N—EFEFIOBEEMF (M) (C =2
KREEBZFOMATOD | EENZRAEFRBET. L
74UV BE-ZHEOREANTRT S,
2019 HOREXAEEEN HCREEREERE (BEEHED mi% th o SRR
AZAI—N—5HEDER | fE, REEEHL, ¥5U-N—iE =t
PREFZE =2, 2R BETE 2 R iR
%, RIEMHKE, KAMEXRA
)OI EN /M ANVDICRES
NTVWAMRR VN ERERTOY
BMMAT—h1—) #AEL, KEH
DI AI—N—EEDFHEEFTD,
2019 S mEEDRREC | MemMEEDKREEXMEATZIERMN | miF. mig YotyI7—<
SRy T, YBHE LS OMmME - MiETY Bt
FIVERBTTRIEICLD., REEEDE
(EGER)
2019 BREHEICBIZVR | VATSFVARERENHDEEODM miE S
(H31/R1) | F5FUHBREZOMmMIE | (CONT, mMBRN(AI-H—%
F)IMAI—=HD—DF | BIEL, i ROEITAREMEE
E EHER

19



about:blank

@® NCGM HEaD-E=HHRH (R, RN

£ MR ERRE FREME HEEiE | ©E/THTI7
55
2019 B AR AffIEFEZ fifi NTM fE R Uit & X PL5REED | DNA THTIT
FRENTMEDFRAE - | FIE - ERICBIN S EERF=H
BICENZEREFD HOMZT B EE B RIEL. GWAS #f
BB E TR RRUIDY-LEW. &5/ Lf#E
W THS DNA &1k, BEERT—4
EINEL. BN SR HERHRIC
RELTEIEIT,
2019 mEhroOESFEEME | RERHZEHIR#LERNIAD | MF PHFE7
BHEEIAVEZENED | BHZHE (O E0mMENHE
B % &, BE., ERECITICENTED
HEERFELET, BEAMICIEW
BRFOFETEZHERREH
BRFELLEESHTEEAN TR
N—iEEEHENEEEEZEH
L. UL K= Leicester General
Hospital.- E I & EKXZEZRE
DL HRIAT TEIELTLK
FECTT,
2019 ErSEOD—T D1V ARS FIFENVOFIRGBEZMEALLT, | IF FHTIT
EIIMPNAVREERD | MEFEN\1AY—h—0F BEEHE
NAFAI=D—(CRETBHF | $52ECED. IO R A S
= REBEITHETHN., mF%Z 100
BIRREAET D,
2019 BAARBOXREKE | RELZROBEMZHANZLEN | F THTI7
DL BHZERICONVT)I\AANVOD M
BERANVCRETTS
2019 HIV-1 BREEGEICRET D | HIV-1 EBRRREMAEZRALTLE | PBMC THTI7
e A1 ABFHE LU SV AD)T R
— LR EITL. HIV-1 O
REEANZZLEBALNNCT B0
TTH3. #9200 FIEFRD,
2019 EERIT7UILF-CED | EEFIT7UIF-BEDEERER | DNA FHTIT
PECEROHE (S ER)
2019 HIV ZEQMAEEIC | L HIV EOMbEEEEYNRSE | PBMC FHTIT
(H31/R1) | BT 3R BRLPEM I VAR—I-0ET
FEEEEFL. MPEEOSE
BEEEN0BELF LN ERH
PIMCTBE THD. (PBMC 450
RIK)
3 FEAE
HEEERESOHRENHLOVEEADNAANVIRFREICELT, NCGM METEEZERICT
BEOZRAZITOET, AR EERBIIETOFHRENETEAL—ACHOELE, NMANVIE R SE

DFERRRELT, FEEOHHRFRBER (6 3R (LT, SEEQFKRIBISERASNELE (13 F&E) .,
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BRFEFORHBENFNIDTRZITANSROFTNERERL . thiERTIRE NI R E DNA fZ4T
BROFFEERZ(TELE, INoBHBFR. MANVDORBHEH THEF AL TUVZ(IENTRETT,

MRRAEL (FARIRLED) MRME

5 ) LB - EREBELTC. RRICEDSHRENEREE X
o3t FEMEKE IR (HLA) RUENEHEE THF5—HiaftE
DOTVARZBAR(KIR) DEEFIONWT. HEEHR A BEDE
EREREZIBIET S,

Journal of Dental Research  January 24, 2020
https://doi.org/10.1177/0022034520901519

A Targeted Genetic Association Study of the Rare Type of

X RZEOHREEMNY
ZD%ltlfca) HLA/KIR % #%
4 DR
Osteomyelitis
£k HLA, KIR $EIEDA—5Y N O—DTI Y YU T—4 (fastqg 774
W) BIWERERRERERED DNA ENAFANIDANERELE

NCGM M7 N DDik— LR— I TIER A B : TINESRE (SR AVEEVERZ) |
http://biobank.ncgm.go jp/achievements1.htm

3. RBEFALEMERE https://ncbiobank.org/research/index.php#publndex

SR ERN mot
2018 FEFT 134 0 134
2019 F B 139 0 139

(FRZERR D)

O ZmhoiED7EELZIMRE R URMEMEZERZRA VT HLA-C*12:02 £ HLA-B*52.01 DRBEEMN
HIV-1 4 20 HaEE ) U NBRET F1IILF5—HRaZ N UT HIV-1 OIFICE 53 E%fERL
=

O CXCR4-tropic HIV-1 variants (X4 variants)DHIRE HIV OFFIKEITORELEERREET 3728, FIRD
EITDREN HIV-1 (LR LM RFEEZESLD HIV-1 env V3 EINDY ) LT ETLN. X4 TEOHIR
BrAEBALNMC LT,

O EiEMREEMELII-EZZULHIVICRELEY I AEBECHTRELBRRER AR HRH
DEREEEET IR FEHALHCLE,

OIfi& soluble Siglec—7 (& NAFLD [CHEWVCTHFRRIEMIINTI7— I IDEE SN ., FHEHE L EITERID
ZWICERATH I EERLE,

OHFFHREEICH TS Milk Fat Globule EGF-8 DEZ-BHZIH R UMIE FRN—H—LTOEAKEET
L7z,

OB EFRDOFUVEEICLINAES - HBFCH S TIRERFORTETL. UAMEAERET Y/
MM VeB B EE L,
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=45 1)

TAZERE-ARRAFELIA—(E, 1997 FEDRARLLE. HIV BEZEDOMBR B ERAEEESAHORE
BREITERE-WELTND, TNoDRFEKIE ., ERIT M HIV O D, 1 HIV EDFEYEIRE
DEFREDEERIG EMDOHELT . BERENLOXBEZROBFTLEDIIF UK EBIEL
EEBAMEICEAVLGNTWS, FE2ELAOZEHITE HIV AERY FI—DICSMLTED, X
AR HIV BREF IR EHINZEXRIT 4 HIV 0FIEEREBELTNVS (),

14
= NRTI == NNRTI PI

12 mm [NSTI =@ Any

10

2003 2004 2005 2006 2007 2008 2009 2010 2011 2012 2013 2014

FABBRLE(CEDHONDIKIEI HIV FE (ST 3ERITME HIV OEIE ) DHEFE
(NRTL: B R P EEERAETE. NNRTL: B RV ERRAETE, PL. JO77—CHEE,
INSTI: 4 U TH5—FREEE)
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([ExEBTEEMETLYA—: NCCHD]

1. NCCHD \MMANV DD B E

BB EBRAE LI, MNREERBEEOER. 1R MER - BRICAET R E N T 8E
BIMANVODEEEZEIELTVS, FICREREE - FIREHHEDOVVCE. BRZECERIREEHRD 2 t#
K. FLRFERXBLED 3 KDY/ L DNA DIREEITO TS /NEOHDERE -HRBICLEEFLT . IE
ERREILUNELTSH B CIEIREREN R EITOIEMIICEAL TII 2T, iR+ OFF M3 ER K
BIFEREFAMESNENAAVY-A(BRATEE I IRD EEEE) THI., FICEREEREBLEAELHD
EEERFTTIEROEF ORI MO—VRAEEL T BEVF AN AIEETHD . Tk D LI, #R
HARMEEEL. BRIREREDZIELITOCS,

2. EBHRE
1) SEUNERR (2020 £ 3 A 31 BHIRAE)
ZEREHR | BRBRAER DNA m#E m:& HR FDith
2018 E & 1,631 3,151 1,465 0 936 750 0
2019 & 1,895 3,639 1,697 0 1072 864 6
2019 & E
. 264 488 232 0 136 114 6
2) AFHRHEF TR 2019 FE
FPHATIT (K=, HZEHEES) Tt
HEFFE 6 0
SRR 0 0

2020 £ 3 AR R THOZHFERIL 1,895 A BRIAZKIL 3,639 HRIALIZOTHD DNA ZHl T, MiF®
HBLEERELTVD, HEMAR - D EOFHLERIN. XRFFTEMELKS 59 4 (2020 £ 3 A 31
BfFm) . AFEMEEMEMEBELIE. B% 0. KF 67, Z01h 6(2020 £ 3 A 31 AR R)EGOTVS, B
FRERSCHNS . 2010 D 2019 FEEFTHORET T, 148 ,ELPO TS,

FERARIER

R ERE =M ER (%) tE/TPHTIV
1 w0 -HAREBEDOEGFEN 5'J L DNA (12 1K) THTI7

3) FEMAE
3. M ERALEHERR

FaEmoT ERN DAN
2018 F£EFT 123 120 3
2019 &£ & 25 25 -
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=41 1)

BIRDLICH NI BEII—DF-EENU/NR - ERRBRHIZHDIICIREL TS A, IS
Mz, BEIA-MEFHREB TEDLN TV REMIEEBIZI7F 7 (IRUD) DI FEHR B AR TES
EL. ZEBRORREAEZRICEDEA TS BB/ \MZNV DB —-AD—DTHH B AANIEEE
AR RARCERINEHELT, LEETIRAL IRUD B (FoNnd, CNEFTHNVDTIE. 1) HEU8
—CHIRFEANOIEIR D IR E R ZTL. 2) BAoh BEBZEBNEL 3) INEFTOIRIRS G ECHFEROR
BERHT. 4)SE0RIRTEHENEL B RE-FEREENGL EFIOIEZRKEITTSG, b
O.TBRANEESGERINOREM - BN - R 88 EZIREL. DNA ZFREL, £/ LBENISER
BEREZEIF L. SNoDT—IEX BBIR AL TR A3 ) LERITICIRHE LTS, IOV — LTI, X
BHROFHERTHLGZ AR OND, ZHICER TS ENLIELESHS UL RELABHINTS S
DY) LT—=30NA7F)Y—AlE AP ADIEMEREEZBRICERETSNZEON S, 1R R ERIE
IR DFHEBERRIFHNMMTIET L DREEAET WV BNVIDRKMITZIARAEERGEEAIDOT )
LE®IE. JERICAZ-DY ) LT—3- M AVY—-ATHD, BEEREICEETSEY /) AEENHTREE
EICERBREBMELTLVS,

F. BINVDOFEMAEREN THS . TR ITIRS R ELITIRIE B EREE I B R AT I ZA
Wz, B IEREMR R ECFEMERRERE TS, BE. FRENICHRROEGTFHENETIF
i£ELT. Non-Invasive Prenatal Test (NIPT)IWEIRICE B LTS, NIPT Tl tFimOFRIE M P (CHFE
TR REAEDERAZEEERA VTR T 3728, BB ET F (1500p BII#R) NICRERIRZRAITES
ZRNFEELGBINE. ZOMFOHBXZHETE TS ERRE ERARETHN ., 2 FELFRIGZEICE
FEhhd, ECTHREF. IMANVDIETIY N -LERRDOH A BT BRLPICHMERETIBIRH
ek (EICHEZFMmMEK) 28I AL RREZEEERFE UL, IV N -UEZEEREH L. 1R
H-hEA- R BRI ZERER L. [EBIM Z2 ME S ITIRMERDB NSO I MNIFET IR HE
mixe., RENFEFZFALTH 10%REFTRMBELZ, CNELITL INFTICHRESN TS — kD
ERWEZROYTILY T YRV PCR(sc-ddPCR) 2 R L. @B EL—MlE ¥ 22T M AT L%
U,

Droplet
_\‘f-__ell!ys_rg_l
LI . ; 1, .
e A » s »"@® o

o i
Cell suspension [ ] ® ; pEe . : Mr:::-qnm
_'
Single cell encapsulation PCRwith | | Count number of
with PCR reagent primers and m::bos.J fluorescence positive droplets

24



([ExXRFEEMELVA—: NCGG]

1. NCGG NMANVD DB ELEE

NCGG N ZANUDIEAT ARG ) LEVA—DRERERBSTEESNT VD, BRAEZFNHET dEERE(C
ZUVEBDEBEENLICAET BERIRIBEROUNE - EEEITOCUD,

HEEROBIEL. MBICAFEINL “Biora"t LIENS VAT LICENTTOTVS . COVAT LIFE R
FERELTHEN., R BFICHTPRMERICLERNIAIGETHS, — A BKRBFHROFEEZHSVATL
DBIEE . L TITOTWS, NG, &/ LB T — OB AICAITTOIEEICEELRMNMEH TH
B,

2. EEBHE
1) AEURERR (2020 £ 3 A 31 BIRA)
BHRER | BERAK DNA M #z mi%E E:k i
2018 & 8,247 25,810 8,892 7,366 8,678 244 630
2019 £ & 9,495 30,168 10,165 8,784 10,097 354 768
22;];5 1,248 4,358 1,273 1,418 1,419 110 138

2019 FE(2IF 1,248 2 HBIEMREZLEICRABLUVERKRIBEROREZITO,

2) SAPHRMEBEMR 2019 &

TPATIT (K. HAZEH#ET) % A
HEIHZE 0 0 13
DERME 0 0 0

2019 FEDHFBDIREIONTE., BERNOMEE CLZERMAREICH LT 13 HFOHEEITLOZ(F
BTOHEIRIHR),

FIERARIER

N
PR 12 ‘:f/ Liciky

| WVRRECE B ERRANS PV (- ERAE | REG20 /| B
DRI |- E D DR

, | MBEEREREE BN RTORE WA &R | B

L BRI LI BB RAREOPEL | B@BH | B
BT BEE (2)  FERERE

| FTESERH AD BRO-DOBREROE LR WA B | B

DNA(27 #&{K)
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Motoric Cognitive Risk syndrome MDAEMFRIEDE: 25 | MMF (144 #&{K) | BltA
B2 Mm3E (144 #84K)
The biological underpinnings of Motoric Cognitive Risk
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