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RYVEBIRM & S EBIC AR & D e DA R D Bk
FERHHE. I5HIT. RWEEOEHIZE LTS AT —
R EDORRE b 3RO HALD LW 5 HRZ O L 2O 5,

% < OEFHEEE TIIMAEYRATPISI IS Z &%
WS, FOFEFTH HERRAOBRE T, MEY 7
NEBD FNOEBRFHG &V S DIXHFE D frhbh iy
TEBZV, FEEHELHADES, BHERORBEIHERSE
ORENRE L . BEINFHER D 5 D HHNEZ AT
BWTH, MANRTEEWITH D0, HBETHFHND
DREESHEENTVD VS And D, L UREKE
MEERARIE, BEREICR O R ZRIHE DR, PTE
JEEHNELE E LTHRENRTWAREFRERD S,
F DT, FEHERAITR o To/KHE TR S DB THE
HHIZ R L THLS BERH Y, HRBREZROFIE D
FRRAEHFEL, 32 OS2 HMFICAMBES S35
ERd D,

iz b EER AR E & L CRUBS BB S ONE B AEAE
T3, TTHRERRETH D, WIEEIDY T Iz ngizz N
AF =TT 4 =LV OBRENSBEITR D EFRHT. #%

FEDBAZ STewIiTRiFE Ry —=v 7B E L, HiE
FEEMERIZ DWW T b+ R BLE 2 7 o 72D sk Hh
5, DX RMNEEEDEETH D, WIREEZBRA R
SESERABHEENRTEEIN TS, FHTREMEERD
bhdw., 2AFRAEEEZEZAVRES KN TH
%. T HAHBER A REEIIIER IR TH 273,
FNENOHIEFRECRHRR 2+ ic g Lien e, 3k
FRR R OIS, BB TORBEDOIX S DX ITRE WK
TZ LiZRD, . MBEEEIZEIZHEDOT A v F Y
7. TR LRHTRRFREAESIRESEDL S ). B
RO =— XKL FERME DB E X TR E LWV ok
HMEBOFHIZBW CIXIEFICERIZ/L>TL %, %
LT, OEBERIHROMYFLNTH S, BILE real-
time PCR 72 ¥ O E BN AL #8A L2 BhEE
MAIEENL VA, FERIZOWTIZBE E 2kt otk
FIE D N2 END Z EBE 0. Kiich v b2 7 EE
DOIFMAIT DN TIFIRFF R IT & B M7 & OfEfR b 17
T D7D, FHREEZ LDV EHEL TR ZELE
BHThD, . BREEZROIVIEE LN E9 2w Rek:
BHDHM, BdEea X e b — K7 OBIRIZHY .
JRPEBWE & 5 H S A X 235 Z LiddERic
HLWMEETH D, 5T, FREEO 7 —FiconT
b MTEBAT DLER D D, FHRGEH EERARER
AT LB L. ERER T TR, BEAOFEMRICEK
BB DRERZLF LTS LRARkD SN D, Z
o, BYUEREFRERA OBBSIC O THEMm L TY
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b, DRE & MR B OIS
1) DR & BEAFRA (QT ERIEMREER &)
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LR = 1R 2 Y B B 1l 29 5 e PR A A 5 2

BIE, #URMREEARERR I, BRI X D RAREE
227 QT T EIEMER: (LQT). Brugada SEMREE, b5 a 5
IVFHREMEL T OLEHNC, —EHORIEBRTER &0
MHNTWD, LQTiZ. 1950 ££4%4% %> & Romano-Ward
syndrome X Jervell and Lange-Nielsen syndrome & L T
I Twnien, B ZORKIEAHTH -7, 1950
4B W HIT Watson, Crick, Wilkins 512 & 5 DNA DR %
RO, o FRinsaid st A, 1977 4£121% Sanger ¥
NI S H. 1987 4E 12 1% B B DNA sequencer 233852 1
Tz. 1995 4£(Z, Keating 5 @ 2 )V — 723, LQT @ JF K 5
BT EHRTHD TRE Lz, BERMBIN TS LQT
type 1 (KCNQI & 1= 7). LQT type 2 (KCNH2 # {5 1)
LQT type 3 (SCN5A #i1) DR TH D, QTIEED A H
=X Al Sakmann & Neher 23Bf%E L 7z patch-clamp ¥ T
R B5H, SCN5A 75 code B BAMAAEL Na " F v % b
(Na,1.5) OARF AL DIEGEIT K B late Iy, (gain-of-function)
X, KCNH2 )32 — KR35 BALMKAAE KT F+ 20 K 11.1
(hERG) F+ F N BT, KCNQI 7521 — R4 % K,7.1 F ¥ 3
NOBIRBEIET (loss-of-function) 72 &Iz X 0 IGB B LA
ERT D ENRHE S N, il 442 F v RIVRISE
OHATTH oo FDH. Ca® " F ¥ RV o-subunit (R
7) & a— R4 35T (CACNAIA), Na"F v r AL K™

F v RV D B-subunits (HIRHEY) %2 — N S8BT D
BERPEWE SN, 20K, F v RNVOFIHEIKNFHBR AT
TSN, SHETI6 ROBIETHEMEET L LTH
KINTWD, —F. 1999 4421, Brugada fEBHE DR IA
AR & LT SCN6A 25t S 4, 20 BL_E DRI AR 123
&Nz, 2003 4212 Human Genome Project 2MEIE5E T
L. KR =7 o3 =228t kT5 L. REDOKHD
B AW 2278 % variant of unknown significance (VUS) 234
HEINd L 5ickey. BREIIMAEEROHNIZETHE
Loz, ZORMLERHT R, 2015 FITFERS T
American College of Medical Genetics and Genomics (ACMG)
HA K54 > %&Hiz,. National Institutes of Health 75, ¥&
BBR TR A R E T DMk & LT ClinGen %35 EIF.
AR EENRAERERE 2 &), BRA IR R TR OBE R
FU R MEKFCEEHRZSOOH D, LQT Tk, 4#EisT
MR L ERR & SN, Brugada JEBEREICE - Tlid 19 5
BT RERR E S NTe, L L, ZONMEERITITEER
LV, S, BETRAERREZ DO X S IR LTS
DI VBN U T HRRBLL A AE Gene Curation Expert
Panel TORER S A0, BRI R OBAR A O BLR
ZRED T
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HORERGE 2 h IOl ERRRAL R SR

MR B OB B TR M E L. PHRIc
BERETEERSHETDH Y. KRR ORI & R IL
L7 HE 0D TE R 22 AR T FE S W2 BRI 2RI T 77 1 — F A33K 8
HND, MAFRED 5 & REERFHRMEAE (DVT) Al B AR M4
FERE (PTE) 72 & O#IRIMARIERE (VTE) 134 [N TR B &
LTHHBNTRY, EMHEESLSA. ZRbHizsd 5
HWpgis, Tl MG, REIBUKRZ & BRI ERIZm X
T, PLY VIREBEAEARTE 2R & O RV MR % Rk
5 R GRARME) MARMERRNERD Z Lic KV FBIET
%o AWML ORRITIZ, S EERAIZRR LT
YEHI9 2 /MR & IR ARG, 5 S5 B~ D Ik I
OHER A FRLIE URTEIL X8 2 BEEHIEERE & &bz, &5
I e 2 A 2 2 TR IR % AR LR TR R~ D fR
MESR VAR (Rs) B S I B Do LI 6k I IR
OHEES TV F rr Y (AT), a5 A > C(PC).
754 S(PS) R ENRET DA, MK KL=
Vha—ARARFS RV BRBEOMBASER SN D,
AT. PC B XU PS ORMRZE DK EHESETIEA K
R4 TR & BERMMEERIET 2. —HTIhbo
AT OESETIE. NFOETNEECHR Y FiltT i
b S, A R MIBRBIEN R EAM ISR
TEBEITEL D Z EBE,

PREEME MARSE GRRMEMRMEERIZ L5 S DIZRS) |
X B4 EE (E974) O EHHR 327 & L CEFEER
BRHIE DORBREIR OV EDTH D, FEHEWEHIC X D%

WisEHE T, UE % 3= & F D HRER & & b I LA T
DOTEMEFLHEAE (772 LRERIT X 0 £2 D) RIRKRIC
KR LGB It e RERZ 250, BRMOREZRILL
e ECHEEFNRAERFERT D, BROLE (HOBR
FHBE TR 280N ) TV MBRRESNBBE. b
BNEARY TV BB BNRNHE T D 40 LU OFE
T A OFFIRIMASE, FiREZR & 0Bzl
AT DT RBRFEETIUIBW S D, AR 2538
PEMAFREDENTH S AT #151 (SERPINCI), PC #is+
(PROC). PSi#tf{sF (PROSI) OEAZFAMREITNTRD
RBGEH SN TS, REEETOZI YV BLOZEDA
v hu U BRI AR = =B 0niEF Y E S
V) —v =2 o —iz & Y HEFEES 232 L. Human Gene
Mutation Database 72 & Ot 7 AU 77 LV AT 7 A
MBI L T B Z Lz k W NY T N BT EA I
Aubsitnd, Lr LRSI Y 72 ok
RNz ZE L HErd 2 £, BAANME O@EE#RO
F— B R — Z DR in silico LW TFE 2 W
REfENTIZ X 2 FEBIME, SIS (] 20 A ik 3858 ) o3
BT =2 EDTE A= MRV ORERE TR
FTAREPELL L, AFLOBURICEI LIz H A KFA >~
DORBBHIFEEND,

AR VIRT T AT, ERBRAEMEIC AE R ERE M
K DI R & BB AIPRERIC O W T DOIEAAF L & DT,
FNHDORFIZONTHImETZ,
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c. HHIGEIE F-RA~DAYT ) LAEROEEE L 5% ORE

iz BN
FOOR AR AR SR it ARl

BAXODBERKOENTH Y., ZORMIFEIZHERN
IZHET D, BABIET/ BAMGTEEFORE TH D, 1E
FHIOREFRERER L. BAMICELLTN 7
0t RFL BB A LIRS, BABEBTIZEDOT 7
T L. DNA DI (285, fE, ER &) itk V.
ZFOREW (X 2R 7)) XiEHAL L. SAMEO 2 EhE %
TS, —FH BAMFREEFTHEOT L —F TS L.,
Ml OME. DNAHEOBHE, 7R h—Y 2AD%FE
LW o TR A LT W5, DNA DR (B8R, KRk, =<
Y xRF g 7 ARERE)VITE Y. BAMERIE O
RERKbNd L. TL—FBHERELZRL Y. FBBRANE
EEh2,

BEETEEIC X > TEU RN X 2Ry OFEEZ I
52 LT, EFEMICEEE ST, BAMEOARZHE
PRCTEDORGFREMNEETHY . T, BUHR. it
LR, S RE SR RORTH D, 7 TENHED
Tl =7y MNIBABIGFOBEEFEY GEHAL LR
WHERT)THY ., FHIREEREIT. BEREN L
DHEER R OHEENE L. T REMIEOTEIL % 3
WBHZLEHMNE LTS, #ilxiE. EGFR &Iz £ R
P AT IR 9% 121X EGFR BR5E 325, BCR-ABL1 R A8 {5 115
P DR M 1 ML 12 13 ABLL BH5E3%23. ERBB2 1415 /
FRBOIIRTIIPEIER, TN ENEHTH 5.
BAOKEHINGEE FRE L LT, B—BEFOREHTT

BYVINT AL INTE R, PCRIZXDY
FRRMICEREZ R T DA, FISH I & v A& Iz 12
BT 2 MAESRETH D, INIILIIRED & 5 12k
B & 7R B BRIET AL WA ITIE. BEE ORVEREFRE D
B THEENZ RE L ShnZ eBRkD5ND, JE/N
Halilie TIZ 2D S B OB 12 BRI T 5 <
NFT vl OEMP—KENTH Y. NGS #Hvichd
M2/, PCREM WA 1, RREIEL & 7R -5
Tnd, REICE > T, RiEOEM LT EEHIEE &
SRR MEBRIE, S RAN) T2 b ORFERR R 5
TRY. ZNENOBREDFHEZEKRE, HEE L 43t
HTBZ LnRkponsd,

S 5T, RGBT X DHRE 22T T R T,
BEMEVREHE T B L UM T RodA & &ic, AFEnA 7
Jh7u7rAYr I (CGP i) DR HETH
D, 2023 42 HRBEE TS a8 TEESNL TN D,
CGP AL TIX, MAL R— M OEZENRENEITS 2D
OFMEREHE (=X A= b SRV) 2170, EHOHESR
(EPNAGEEED L IZIARBRED) . IREVAT ORISR O AEEH:
BRI N D, MERID HRAL R— MEKETOLT
BONWEEMZ T TR, =% A= MR VONEE
B(ANYT v NORNEFREEZTELHRL., FHRARE
ORI OBREBRE 2 IBHET D2 L) bkowbh
Tnb,
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RS BIETRE Y 25 5 MINGS 12 & 2, il Bk 2 B F il
druggable B R B (NEJ021C : UMIN000040415) & Bt

I BA—
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M2 AL, HHE R TR TE 2 HEHRH
KB TH 5, MlaZRE»SIZEMED DNA BLT
RNA 233 CTE D 7c®. MEEDOS MBI FAR Y R=
F AT AT LEAERTE DA S 5. MINLS 13,
BADRIR LIRS — 7 2o — L5l s A R
T, RifemgE R Wicha, SImET L ASHEIE 0.5%
Thb. MEEEHKTOMEREZRETDHNT, JEAEY
BEERBEOFEMEER A & LT, 19 Mizkic &k 2 B iEFE
500 Hil DL Mk ERIRIFFE 21T - Tz, MHUGE(R 113 EGFR,
KRAS. BRAF. ALK. ROS1. RET. ERBB2. MET,
NTRKI & Utz AR 2 AL <o AR A e & Hise
LicHaty, BRIERR. THE. S HITIRAHLM B 4k otk
HIZE VBRI EPRESEHTDL LS BHARD D,
ZHUTHIT D72, RO 2 20FIEER -7z, (1)K
LB ORRERF IR FIAZ 308, Bl LTS
MR AR Uz Ml DML 2 Bk O BIT 2 i T 5

Tl @ Wiz ERBE, FFERMRIZHETD
s RMEZHE U, BRATRERRIZ. kit Ek
VAN AR A CIE ISR STk Ol & L
7o ¥HBT AHEEMT L R U REICIRHE L. E
O—BFEBE Ulc, il OFEHERRRITIE 2 UK Lz
M Tl 2] TR RBAARIIE 2 5 72 MBI T E 2,
1B B TIERIE O 63% THRIZFERSMH Sk, JE
1B R TR D8 U e s, BEHE R AR B R IE A
JIETE TWRD o el OSSR Batkic R o Tc LB %
bz, BERBKE IV A=F UL O—BFIZRIET
Hotee F—EHHID S b, FRRFRERBESE > TN D
D OEMFIETHRE LA, 2T MINS 253 5 5%
Thole. MNP E B A ERICTIEIC ) > TR
L MINtS TR 3 HiE, FEEORWVRETFERRHN
ARRIC72 B & X b,
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THRERFE AR R b AR - BRARARARL. IR P2/ AT ) sk 2 — /e 2 —

FLOHIT 7 ARG TIIERRA IS D 3E &8
X Zicbiz . 2 S RHEICERICEEL Tnd,
Z O X 5 7 RWUZ TCatch Upl T2 72 DIT AR I =< A
Ty RAEHERRAOT S ST 25, B T-BIER
A ORI RE R TR, IR R, ARFE iR 51
BAE TR ORIz SN TEBERHI 22T TRMT 5.
Wikt & U COREHEIZINZ TF — % OBV OREHEL
ORI D, HBFEIZOWTITHF 4 (2022) 451 BRI
YOE T (B EAE BRI ING (ABEH) H) ) Ok FEHE T H A3
Bhn& i, THL7 International IZ & - THERK & Tz Bl
WRBORMAR T L — 2T —27 ThH D HL7 FHIR) OFE 1
HNT~OEARKD b, & bizary A=l
£t (CDx) X Comprehensive Genome Profiling (CGP) ¥ 72
E OFMIGREFRE T, ERMER TR TR A
U7 vk (BR)BEONDHENRD D 2 W H LI
%) 2 W ROFIRIT O TIXEERRAE K > THL
RN OBRRBIED~ A ROWNREEHET 5, BET 5
WA O BB NEDITFENTH D,
AEEROEARNLGNE

A. BAREDIZEL

1. RERAERIG T Tld. SARS-CoV-2 KZgBEnEMAr
LI B THIRMRER TS L REIT R E W,
2020 4R B 2023 4F 6 A £ TOHR 3 2L OfkfE
ZIRVIEY . Covid-19 M OFEHEL OB & 5%
DORLIZONWTEET S, ARz r ik, KA
BT B CDx < CGP #fr (HATH 2019 4 6
AR 23388 OEIRMRA L 72 0 D0 H B,

2. CDxX° CGP WA d 2 Wt WL T, BASMEER R &
@ actionable disease OHENRNNETH B, BIzEHE
<A Y ROEERA >V MRTHF A N— MR UIZE
WTHIRMAENS L O X 5 1T RRCE B T2
SO LEIT 5 22OV Takim Lz,

3. B TBIEMREDOSHH. . R et AD
AL, 2 DT D OEFRB AR ORI G DB L B
RBRAEMEOBENT DN TR D, LD D
@ LDTs OFRERER (proficiency tests:PT) X external
quality assessments (EQA) IZERIRM &% FITER 35
T EDREFITONTHHHT S (B4 PT/EQA
T DREERIT A vy NI T - e R e+
5)o

B. BET—2RIRLDIZEL - EEXRRKERE
(FRANBIHKRE) - RELGAM

HL7 FHIR D& 1 W N7 ~DEAIZIE JLAC10/11 iz X %
BAEH 2 — RABETH 5. JLAC10/11 15T 2 ¥k
LIS Rk® 55, X 5T In vitro diagnostics (IVD -
AW R ESE ) BB INDATORAMRAEL LTO
laboratory developed tests (LDTs) % BH# L 3 2 ABER H
b, WifT L TAMBERONEESCHE 2 LT D,
EANORE : CGP AT THEIEINDZ ENIF LA
ETHY ., ZOrHTHZE UM % EHRHEBI O TR A3 | i
THERT DBRNBRN. ZOHRTY Xy KL F T —%
WEIMLARNESS O CGP WAL, #i% - DR B DT XY Vg,
&7 NERTR ERNERR TR T2 Z EnfliE s v Tn
%o BRPAIMA O EIXEFREAATH D, IVD BIEE
LRWEE T D 2 (A &) 538D o5 6 b H 5
MEDOB Yy 76T LSBT,

R AR EORE & RYE | [RREESZLZIO
DETY ) AERBIZHFSTDHZ LIk, BHRIZBITDH
DENT ) AEFROHEESEAMFEH (1 /) RXR—va32) D
Fifet) =2 o A5 A DOWESLIZT D723 %, HL7 FHIR O#E A
(a0 B 7 JLACTO/11 OB, [ifs PR A e 58 il R0 fifh R AR A 7l
FIER L O - BB X UZ0FEITORD OFHRILEH
WHETH D, BRBRAEDA ) X—T 3 v eEIciT 5 i
IR BREHEMEOREINEETH B,
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MEENTWD, EROREEM (WMEEM) X, analysis
OREZN IS 2L TR Th o128, £EBETowY)
R AR R TH D, kK. HWEMMOKEEFEIL. &
A - WEZW ERiRIc b T & . BT,
Hematoxylin-Eosin (H&E) Hufaiz X 2 Az inx T,
FEE DY G % RS D Rk Y A A S S AR 2 Yt
(GfEYeta) AR ERA R LR o TE T, LA LB,
WAL S /) AEPRFZEL D T2 O 515 Bl 10 70 BVE S B
bRDODOLND L5 >TETND, £ T, KHHHT
L HEDHERE B S RE IS RITEEIEN (NPO #EN)
H A yps BAS F AR SEAKS  (Japan Pathology Quality Assurance
System: JPQAS) TOWEHEIEMAB EX MBS, 7/ AE
PRI B3 2 A A O B EE OBR L FBREZiIZ O
THINT %o

HARHEZXORBEEHEEZEERTIE, 2009 £ FE TIZA
iRk CEA AR EE B OT A KT 4 > (NERKEEH)
DEAHIZI VA TE T, FOMK. SHEHRNSBINT B IR
LGB DY A7 SRS - SENBE LR DB L2~ T
Ele. TORDFHEBW OREEEHOM L2 HIEL T, H
AP BURS AR AT A AE S 2014 4E 3 Az s h. ERH &
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DX ol EEx TE e, HARIEE (REEBMIL. [ R
DWIREIE OWEROATIR 5T, REBW O DIcE SN 55K
PEAH AR A DRSSPI OWT S, IEREME: « HEE M - 8
YD 3 ERPHRSNNRIZR SRV E DM E > TS,

H AR EE & R ORENL. FEZ LicT —< &k
BT, (D) FERTORERAY—X 1, (2) FEEHEHO
FYENVFEBMNE 2 AN 7+ b —_A . (3) EEERD
BE - HERXRD 3R TTIT>TWND, FEATH O%IE
Yot — XTI, Jefa ik (AT, Rkt d)
OF v — N EERM%. ##T LA (tissue microarray,
TMA) Z W kiR 2 BB IR T - FAl - HE &2
fTofehbi &, WREOITFNZE BT X D50 - HIED—
HEELR L, REEROEREZED. BATEZ
fioTWd, EEBHDOT + b P —<A TiX., WSI (whole
slide imaging) #i1C & © 5 ¥ &2 )V B & U T2 iE il 2 H
W, SBMEHTHA - WEET->THH 5, IHIT,
2021 FFE K VAT ) AEIROBUR TSRV i A BR &
LT, NS4 70yl OMBRET =y 7B LU
& E A ORI 2 AEINZIT S ILE > Tnd, FE
RKOBE - HMERXTIX. FEMBYOLEY — 1 HHR -
fREE & DICREBTbIL TV 5,
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LAMP (Loop-Mediated Isothermal Amplification) ;%

FHEOREEF) O F ViEETFIEERNT

LAMP;E

BT ERDELF. T5A4 Y — HEREDNAGH
R BEEEZ—TRE (66 CHHA) T, VF+aX—k
9 BIEIFTOK BRI EREPEKEFEEDINECI,
ULhb. EIEENEDD TEL DTFH 155~ 1 B
TDNA%Z 10%~ 10" fE B IBIRaT AL,
ERIREZEBE A BLFREPEGFIBREXMN
KEEDDBICHEALPITVIEZR DD RE]
VUa1—vavERHELFET,

Loopampld. I EZ (1) DLAMPESR SN TSR RX—LTT,

http://loopamp.eiken.co.jp
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