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- 2EEGTERSMERSBEERALCBREMESR Y U —2  BETEG ML
HREREMEFERICEE LAM, EFEOHRARMOHFERE 2 —L0EEICLY
aUHILEEROFRE,

-AVHILE Y NER  BNAT/ L EESPRILRRR - ARSI VYILEREX
D) ESEBITLIEHHA,

- ABITB TS/ LBRTHE
M#RICET 55/ LEREEICH-> TOMAMEL 5420204 & YBE KED,
- BREREZICIXEFRA I, B ATEEM,
- BROBEGFENRE HREELY (i)
- BRBEEZRMARRTRICOVWTOT U — AR —WWAKE XY (k)
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- BN EE T2 OSRAEE & BHREDHFR
- NIBEAEZPRIDIC, AMED /MZIRICE 15 iEB Z MG T S TEME

3.2 EEmNGS /ARILREDRFE (BER) (pb4-p56, &EH6)
- BRMOE R

- FEETEIR., EREEDOLD, HENGHREEEZEE L HREGFHIREDRIRINE
[CEIFf=Ly,

- BE SMA DEEFAERLGE. R T SEHMNGAERENBRIESINT,

- BRHBIIFEREICZ, BEHRF IBREIRTOEGCEHNREZRIRNE TS L ZH
B9,

- BEHRTHEVERBRRE S AL,

- IRUD TR SN -HRBDFHHIEEHRE.

- % NGS /SR LIRE

- FBRMICHEEHERHBISEM, MNEREMERERKBICLIER L= =6, Whole Exome
Sequencing (WES) R—X DEHTIAHI ZH#EL =L, (Whole Genome Sequencing (WGS)
FARDIEE S ENY GO THEIRELEZ D)

- RO E. BEZSWICERT S0, DAY/ LOK S IZANZEHBAEERKS (1)
ELTHBRIEOTIRTRIEARRT 52 LIIEEDI-¢. Laboratory Developed Test
(LDT) & LTOFRBEEIET, 1L, EEEFE IO SLERRICHETTED &SI
T5E0ICIF. BHTOT5 L% IWDIELT. BYDERS % LDT TERET 5, 7z72L
DT IZDOVWTHERGHEEEREZRET I LNEETH D,

- R NGS NRILBEAFKEEDY U IL— kb,

- SEDORE

- IXRRN—=FRRILORREHDETE.

- WEADEFBILEETHI-H. TOREZFRETRET IRLE,

- HARBLRRIRERE L HR NGS SR IILREDEREEZ) VI SHIHIME,

3.3 HREBO-XRMARREARIZOVTO7Z vy —rAZ (LUME) (p57-p58,
p60-p67, & 7)
Fo—HERE
- B
- INGBHEE (20 2) O
- RIBTOHFE - RO RBEROKROEE
—IMGHHEE (202 DTSy a7y FBITD,

de =2
"HRE
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- 20134, 209 FICHAKBEEHY U L) VT FEHGEBZASTEREL-EMRIZH T 50

ERM.
- R, HRBEEICE T A ZRHUARORARICOVTOEBOEFEYICDOVTHERT S
EMNTET,

- 2019 FORE/NHIHRE (£02) AHEROBETHY. IMIHREE (£D2) OF
E([IDVWTIERBRTETULVALY,
- BREE (%)
- ZREIFTROFRTRHRRESE
- FATRHRELEFOHIMEAE
- FRLIECEDHHEGET
- FTRHREREY SRORH (BHLHE)
- BEAVUEI) VT TORE (BHILHE)
- BRI ORER
- BFERY FT—Y

3.4 ERGE

NG T U= FEWDEOFEN?ABIE fix 72

WA : TESLETRL, ®MEEBEHG, EFERY FT—V R ENRRICHEIDTIEAELDE
EZATWS, ARIEX. COMTERTHILEEZTLS,

Mg :HL. SOVSTELEANVTHEZELEVLSIDTIEEWVWSDRH 62T FFHM?
WA : W=E0TY,

B &3 BT THHDAENRESNATVINER, ECHNTEHLT, —DORE
DR CHABEHOAEWMTHE SN TV IRABEERT 52 £ IXTHEN?

WHE : #RE05E. BEMNREZMETCERELTCLI2RAEDO T, 2EEGFERBMERS
BICMALTULWEWERTERL TSI L ZVV-OHEEHLVEEZ D,

INGG IR NGS /R IL D BRI /R ILIFE N E WS EEE o288, L DD/ RILHEER
BICEITFTTHNTLS EFLTNS,

BE: WALAEZEHLN. BEERZITANTHEHELZ/ARILLLZL (TTIZHLTWLSE
DIFEEHBRLEADESUT) . RITLT—HOKREDHNA>TLES &, HEEDEEREN
RNTLESICLZBELTWVS, TOAYDI LIE, #HAEAKRZFELEEL TS,

Btk vLa—<)— by —RREIE80-100FEEZF. T FaY FURD 200 EEFHREERE
FELTEITOND, > TRENL/NARILEBET IRICECEFTERFHRERYATHOD
FIETIEEE L <. WES ABREMLDTIEGELMEEZ TS,
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R BEORRINEIERICOVWTEDK S 1T/ MARICH S, EFEIEEEF CTHRIRINE LT
BEFIZOVWTREFZMHTREONENS HE. #RHENGS /SARILIC, T TITRIRIRE SN TLVSIE
BEFIRTHEFNLIOTHNIEHELZ VA, I TITRERE SN TOSHERFFIEHE LN
EVWSTNICHZZEIXFELIRELES,

BN ICICRRIRE SN TV IEGFIRTEZEDH D8, REAESD. 2K ELHD/IXR
IWEL, TR ONGEWERIDZEZ D151 EVWSBEMD/NARILIZLEI EEZ TS,

4. B-4 BIRFE - BE (==) 18:30~

4.1 BEAVVES—HE (=€) (p27-p34, &EH8)
BE

- BRERBEEICOVTRKAZ

BB TLOBE  ZEROBHBHES S C6C DEEZE LR, EELBOHERF.

HEERERICOVTHRIRAE
- 0T DRETRERNE, O 1=
- NBEGFEERTLRRZT o120, ROTU7—bZERBELTLD

BERTLOEE
- AV FAFLKREDTRN, HEBR. FELFORA U ETOER, O—RETHEDF v
JTIZDVTREFE,
- REOHBERFRAE (Fo314Y)  FHAELT. SERABDOFE,
- Genomic counseling ICBET 2B BEDHIKAE : 8EBEL CGCITT U7 — FEEETFE,
- CGCHBDLEMTH, Genomic h oo VTN AL VT—7,
- 7/ LEEIZBVTH, CGCHBITROENDEENH DD TIHELD,
- RHREOHERICOVTEY / LEEDEMRELTOCG & LTOEREDHLOME L
Nz,
- BEBEHVUES—DEEBE
- FREEDEFARMTER SN TV IEZEEENRELMASATLSS., HETH W

BELTRATHSEEZ D,
- FIEZEREOEENDERLDS, MEHTIEERRICOVTIRENHELI ELWLD B L
nizLy,
cAXVRIZBTBT /20 hI 05 —DER
-3FEMI—XR,
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- AXVADVARATL (BETOYTSL) 12, BROCCHBEZED L SIZIEDIF T
MWHERRE,

4.2 ERGE

ING : T — FOEBIOVTERAREEN S BENEHFETTLEI A,

ERA 11 ARFOY Y TRHIE, 362 BHE. HBEFAENR->TE, EADERT 90
BOEENHY ., 25 6%DEBEETH 1=,

M CGC ELTNYTY MEROERHNTELZZEDEELH -1, Th&YRIOTOER
ST HILIEROLNABVDTLELEIN?EBREOLDIZONT,
EE:NYTULT—20OBRNTEDINEWVNS &YL, TOBREISAIY MIHMYL
TLHRATEINEIMNMNCGC ITKRODONDIHEETLEZ D, SEDORHREBEEBETENMFA2D
ART 4 VY UPBERELRERELTVADT, EDLSGEFEMEZ L TLIFELLAEL
SEELTITEBNEERLL, HADERRBTILHEBITHMN > TLVA, BRIZDOVTIE
Al #FRT2HRICEC E VNS EBELEN > TV, MIROEREEN CGC IZRD N D RE
DEELECATRABLD, EBRBRTIEIEZTIS, CCCHLERZDLDETHELSD
F. BEAHELTHELTWLWEAIAL WS ERSIN, TALERKD IRBEERE “hootE73—"] Oft
ENELVDODNDEL LS EEBSIDMNE, EEZ TS,

A& - 18:43-18:50

5. C-5 ISRk - M (&) 18:50~

5.1 ZWAEEYEFV—FEBITOVT (EB) (p79-p99, EH9)
HERRE

FBEECYECERBESH, HENRELLAENEER D LEFER,

- BANBREYSYERLEZAS  ERBSARR (BEREER (i) . Fo4H. &
PR A)

- BARBENY R VTERBEHEEREAR  TRAR (RANKE W% - hEL
B). £E4H)

BARAABEEFRBEHETRS
Gl
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- RFUZH T PEERETEH B DEE (2010 F) : FEBENAETHL., 2EEMMNMET? &
BAHEBE, BEEFIEEIES - RFHLTLIHLE

-ERHER, ETIL- A7 - AVF IS LICHT EARABNENEFNOERBTEL S,

- ERFER : BARESOIRNLHY . EFRENERHE(C. EFHFERECEFHET
TILAYF2SLH, BERHBFETIL- A7 - hUFXaSLICHAAENT: (FRK 28 F)
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DNTHHTEREVNSDOANERK, BRIETEAAZEL TEGRHEEEMDEHEITY
%

- BEERBRERE : ETFL -7 - AUF2SLREELLEL, EEEAREICT. NEEFEER
& 2ERE] PRSEO— DL LTHARENEI LMD, §& TEEER] FEEICH
B1=55,
SEBBETESDENHI-OEBERTOELE., SREDERKET e FOERE] EEiE.
BRHOBERIZEHELENA) X125 LORECRF - REL.,
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- RIZBEADEGFHEEE IO R EHERE,

- EE0  [EMOBEMEIRHE I ITWOHT NEEFEHCIEE] ITOVLTHRESIN:,
- BB BR/7/ LERICEDLIETOFERICRO N DERENE LTEIG/S/ LE
EICEHLLIRNBENEIDFIEFNEARAEN TN,

BAEBEAV VL) VI REBEREERTES

- 013F 7oz —F - 23 —DFE. NIPTIZDVWTHEHFBEICRY EF5hE M
ZMof-

- HEANDERER
MFEEER - HELE
WTOREN DL K Ly
- PERTESNB L. BEFRTEINBLOEBEL LEE,

- REAE - RETIHEGIIY LFoATVS, > THHBOEELEE,

- PEREEE (FR29-30F) : 7OTA4IT53—=07%0, h)FaS5L-IRDAULE
L CHBEBO OGN Y AER SN TINS, NERIE 2020 F£E., h#RIE 2021 £E. 2%F
®I% 2022 EEM S#H L WVEEEHE,

- NAZREICET2BYBAHS  NABEICBVWTRELRYBADEELNH D, BNAIE—4ET
/20D ED, BAZEED/N - - BEFRTHNAICDOVTERSKFIZGE>TET
W5, NEBEMERWNDNABENA FS10E4HY. BRERLHDI L EHEICERZD
CEIZDVWTHRESIATWS, REEBICHLCIZAV X1 LOBRELEE, BNABEBIZE

S —8
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<
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\

URZELBROEMEZRFICONT (BXREMRE. ERE
- AR BEEFORE. 2017 5) : aREWMTE FOEREICD
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o
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N
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(TEEREBIEAA RFM4 V] ICIEEREFRESEZADS2LELHY . [EMTHIIENBRET
HdIENBHEEIN TS,

-E R/ L (GER) BEOEE : EEMEREEALGRRTHDS. T - RHRR - @2
[CDOVWTEADZILBELWHBEAICDT S, E M/ LFAGEDEVNSITELEDT,
WHTEZDZ EMNKY,

- e bDY/ LEE] ICHETIEREN —NELIEEHEE. XY FT—VDERE, 2
BEE (M-t -5 FOBKEBOELZHLE,

- BEEERBE LFRO joint meeting : HEEMITBATE TV, BEMDIESDELH
%,

—SHBEEMORFREEBL TS

- E FOBEHEEERIS FRKEE2019) TH, BEEENEY HEER - 2,
BEEBE - BRAVTUVERETSHIC, FEEERRELTT U — FEREFE,
A UTAVHE AVT UV EZFBERICEDETEDLSITERTAMNEE,
CREELYPEROBBEICT, BMYE/SE — TEEE/EE] ITRENBITTEEADOH
BEE, BRAEZRTLREFT, REAORFILHVE,

- ZRBE. £ELE. BF - BEEOABICHT ARG TE TR,
-BRBEAVVEYYVTER BREEZERTE IE10 EEONSEIF—) 2FETF

o

FEH

- R Bk

- A ARERO G TREL ML

- & AEER

- BES  ERE. BEEAHIOTHIEIILDOOHE

- FER FR BB TR, AT47., BURLEABTOHEEET L ENKY]
—BELNHIAIFEVTERKSLZEL,

5.2 ERGE

MG SEIFELRR, BELBICETIHELREMICRR 0, KCEBTERL
B3, 1. SEOWRRMDTFHE LTTRTRYKRS ZLFHLL, 22T, COHRUT
FLEEFERINEECTHDILEZD, SOLSHRRERMNDD, HEELTEERETHL
AERRELIEYTSVO—ERS, RERIZZFOTOERICEHSZADEIX. HEFTLMNTT
ETCVELNKRE, BEFOAFCORRMTHANEZEVTLEIDT, TOHARINLDA T
v hEBRELLEZL, SEOT—ELT TRARME] EFTMAOF. HAEEENTD
NIV EHEE. " BROANLHEZTWEELIHTHD, > THYBBHICHEES
BEAATWEESEZWL, EAMIZRZT 20BN KE, MO—DODEZ L LTIE. ODZDEIE
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HLHEDEEIL. BEHI U ES—OEBHNI U ES—a—AREDEDLAELD T, EfzHD
vES—. REEEZTADIELNKY, QFBFaVTUYIE, KREREPEGRHD VLT —H
BRICHER LIz T o IUNZHH b, RESNTERESTOLSIKREBEL>F-LWEWEEZ S, B
ICEREN-BEOEWEMEBHATAIZLICERIHDERS, Z0OH T, BEDEMICH
LTTSRaDIRBTELGRULDNEDLRS, E5V0SELETAHLEEEIAD involvement EER
AR LEEBATWCILEZRBBEVTERZLERS, TRSE, MEBRICAVKERER
EEE&EZAATULSTHITELERS .

EE T YELT,

6. C-6 %X - ME (KB (F)) 19:15~

6.1 @AMLFH - ERE2BETY/ LER - BEGEROEBTEELGERS -
mRSHE PP kI 0EE (Rik) GEMEH)
KAKFBICSMOT-HEE TDHRE

B OEIA
- NHGIR BB E 2 3 > (Green et al., 2020)
- ELSI ARIFEBLER - ERFORAZRYBRSILGVEHIZETLON, BELTE., EE
BEETONA. Al EOBRKR. THRZLEOMERLRETHSILERHLTL S,
- UEID S EHNTL A, EEADEEIZODVT, T—2ETITA4NRNI—[2DLVTORE
BIIOVWTERIANE,
- Al'l of Us Participant Partners
- SMEN—bF— B28) KWHFLABEBRREHBOANST VRIZEBELTVT, REL
=ERAIZE->TWLS,
- Genomics England: The Participant Panel
- Genomics England Board () BhE #H#i.
- BT/ LBROT2BITICRAELSNENMNSEBREA TS,
- ZXOERKREZEHRE. REERICLSMN,
- OAAFOY/ LBRHEOSERE. NISH—EXDOFAERROR. BE. TXR=vI <
A/ )TA—DAHIZT+—HREHTT, EMABEEZEET,

PPl ET)L
- SHEETILOXA| (Mikami and Sturdy, 2017)
@ Public engagement workshop model : ZHGRBPLERZHM ZLEXBMICEDT—
TRICEEMDOTLWEVALEHTEZLER. HtHZE/E<,
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@ Policy engagement workshop model : ZREICDONWT—HREICTEZ TV -ODHEZFR
RIS ELEZEMIC, HOHAMBICEHT LIEBEHXALTLDIALLY [R2ICEED
51 ZiRMHT 5,

- Policy engagement workshop mode| R UL \=#DEBDHE

- BMORBODRBBEANDT IV EABROH LA EREEL LT (BRMICHEDDATTIRH
SR RODALERTITARICET IRENEL >TSS =8) 2016 F£IZ 2 HRED
T—0 3y TERE,

- METERREMLGEENTE, BFH - BAMNLGETNOEVAZTEATEEZNTS, &
WS U IL— FAEIZTDVNTHEAR,

- SFRBEFELTTFVYILNIRAL—IIL @EHROPT HEMIES o] Z&FAMNLT

Faoidl, EAGERNH > TEAEEEMN. RENMIEATEELL.) ZFEAL,

NAANV YT 5 PPl OFE

FEHRONLF N TREERD 1/3 TPPL 2HA,

FBALE2TAAF N OFRABEECER L. SMEBORBISMARL LE-HBELH S
A THH BRI L HD : BAIET SR 1 FTRADELLDA VXY b1, BE
% PPl THEHTWD T,

- Puerta MFH3C (2020) : PP1 ZBAT 5 ETEALRVEENH oA, BEHRE. ART
YA UOHRE. "AFNVIDRER. RF T - SME~NDRVEEIZOVTHH., PPL =
ANTZNAF N T ICE > THIOBRRBREICTRVEENH D LWL SR,

XEREBREN S PPLISONTHOTHEBETESC L

- TADMFAVCERICERMEIATVS : T—AREETHIEE - TROBVRAZTERT
HLEDEEMETE,

- REDFEICEWTPPIEFEBIFEAAFENTNND, MIRSMENTEBE L >TLVS,

-PPLSEBNZHARAATEE L THLERRELCERZDOALEE DRENGODEEERALL, R
HIZEML TR TEINSDIFPPIE EFE ALY,

- AEROEBBREEZRTHDIE, BELEDHEFIEE>TETLD, HIROA T M
DVWTLOMYREHRERT CENEE,

—ZOMIZHITEIRDRA T FIET—=<IZIE Lz Policy engagement workshop model (2 & %%t

ELmmOKY AP,

PPl EABEEDOE L GELE

® &5/ LBRNETEHE

- HRTEH DN, 2017 FAAT / LERHEED Y — 27 LABRSOBREETE TEROH
EThHY. BROER - BRNMBETHD] EVLSEITMNHARLR A TS,
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- 2019 FOERITEHETIHBEESIA - TREADERN UG, EWICET IHMEL G0,
BETRIIKREZFLEAEBETETTLEL, COBAITHARATWKRENH D EEA
MIZFERLTLNS,
- SEMNTVSADIE., ENHEEERTAICLICAET SD. CEADEREBE~DEH.
BENBEST LI EADER.
@ 7/ LEROEE
- BEORANRELGEEET Vo r— MAETE,
- COMABRMORREE LTPPIRENTELLONHNIE. RRELTHETENELERS,
@ H=BERE
- BEAHRICE D C ERNEOREBEAMICE > TULRLKR,
- BEOTRYA FHOLDEENMDETHDHEEL TS,

SITRITO X L MEPAIL RN

- DBALERHBE T2 1 BADOBREEHNOBITETS55HELE> TS,

B HLTWEELIZIK, YRS TOBEYLIERIZEAEE,

- TROHARICE T2 EMNEBELEONGENELSITT ILENH D,

- EROMRFAICEELTLIADER - BHREFEHLE TV ZIRE,

- 25 LB EDBRATENIGC L E. BRNLY / LBRHAOSRAHNIELIVD TIEE LD
EEZONDD., BEIALEORANLRZEZTITESRLOINZREAT IVE,

XPPI ([CEIZADIEWVEBLEZWNWEBRSOT, TEE -HRSE (PPl) A4 FJwvy ) 2%
(FoSA ARV L) ZBETHTE, 2020 5 11 A 24 B 19 B,

6.2 HBELE

N RBEEELSCOBEZHEVZU V-, BEAMNICCOBRBUTHAEZL>TLCHENS
CEITDOVWTIEBEIENMRZTIAVHER, 12KMEDRSA4 FORBMDEEA~DHAE L L
S5CET. EBBESAEBAIDIEICDODVTESRLINEZERMICRIFHAZETERE
B IENTED, EVWSTENERTE R, IMHDOREITHT HIEBOERLENSZ &

T, BHOHALZ T IRREMEBIELIITOEN>TK ERS, XESIANMSEMHS
h?

AFE  SEITBNAOBRENF DI S=OT, A LDI A MIFITHEL, EELGDIX. X3
A4 K12, BEEICEITAERELVHSDBETEDL I GHRLCABLNGINLINEZH > TS
fzl\, T LTEE - MREMRELI-MRLTEDSEICEFICSHKZ W ZIH0 LB,
F#IC, AFBEETORERREEICOVTE, SEIICEENROTVIHLDOLEOMNE S e
W5C&D, BRNCHRBLTT U — FOBERXBET S5 L LB, PPl &LV 5 KRR
TIEBEWEZATHEFERALTWETAIEEEZEZ TS,
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NG HUYNESTEVET, CORICEALTEICHOC TEALEEOHARMLERT HHER
DM, AAEINSH DD

B DS EEOESEELN, ML, RBEEE. KFESALEDLSIBIEEPLT
WSO BEZLEADL, AALTEDSZENDETHSEEATLS,

INGG  fATMBICEEMD CHEEHYFETTLLI N, FUOITH5 Vo B THEFEOAICEHD
STWEEEVEWSDAHNIE., BEHICE>TLEIThIEERS,

= KFEEEL SHEEShATOEL, BKFUHTTOKFTARLSICEZH LS THHE
BOUADEERSHAZREERAL TV ZENEELES, NSPYSva—%%E5FER
TEOEMNELEEELERS, FHGFEREEICOVTE PPl TOBEREETHLRYICADERES, )
TI7o—DRLEELEETIHINERS,

NG BEARMGRETED T ZENTENEZORBRERITENL T ZENTE D,
HTO. ERMGEBEEEITCLELLERS,

KE: ZEXENBEINEZEICEELT, INSHZFS5TTA., PPIETERMRDZE LM
BHHD, EEROALA VI —Fy FHAEFLARITIC, FEACHRAREOKRL GHERERE
FEoTWK ZEDNRE, BBAEENTRRVEVEAAKBEDH T H MO FERICH EREEE
(BE. EB) MNIKESINDN. TIIZTCCHAAS I & TG & DEECETADI ) VT
ZITOVTHEBRIRRTE LD TIEALD,

1. D-1H%E - E (FR - &AK) 19:38~

1.1 SEEFHNEE, ORI (FR) (p100-p103, p108-113, & 10)
BEOMISHPBELGREEL LT, 2ERICESTLERFROImMY KL MoEYMBAZRREL
f:l'\o

2011 FOAEXREFSEHLOHA FSA >
- REBEDORBRRIZERICEET LI EMNARIN TV SN, RFEEFERINTLVL,
- READOEELHYEFHILTOERNANINEZEVWSEELNH S,
- ELDNAERELIENAZHREL TWEWHBC DAIX?BEREZEZA-ELZICESILHD
DM?10E TREEE] ODEEFHLL,
- BEEROEE : BEOFEETERT HLSICHRBEIA TS,
- BEAVVEVVTORFEBEOSEZLEIVYELTRE. EFHILTADORHIE
MEaxZBELIZADAH. L LLIFEERIRENFTIEEMBICKY SFESE,
- SHLBEEEROMY ZNERET LIV - EREICE>TIE, COLSLHEREM
SIEVVKRETENRYBEICRLDHA K54 0 THSHEEE
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- BEFHANEZ=ERHABRIN LV SHXLEE/RESN TS,

S RRRDMEICE T 2 BEEEROMR Y HKL

- £RRIRGE DRSS 2009 FD 4 B TMAOEICILEEFEROEIRIE LA EBHE,

- EERPERER G EDEFIHE
FEI 1
BRCAT/2 BARF IR E REATICEMRIZIZMA, HBOC DHETEZEEZ (T, BAR L3R
HTHY—ARAMZ VR %ME, WARTEFEREO I+ O0—7 v 7 (REZHR) (26D
ETH—RA SR EEH, FERICERRIRORE L 2 EiE, HEER. ANLAEH
fiE o
REESHN SIRAR. RBOBELEMCZATABMLELE L. ZH4. HBOC L DE
RERERHIT DL SEKENHY . IRFITIE TEANATHBC L DEEHY | LB
ICRREBLI-EC A, RESHAMALDEBVELE EXILLWALEFE ST,
—hiZHLE - HLARRRE L TARRBEBRICAVEShE  RELRHOFE., LHLE:
ELTHXIBVPMAICEZFI LBV EDEE, MM HNLEEGREBEABLEDLE
ZLTELEDZETHO 1=,
FESBI 2
BFHILTICRES GV ETaAUNZFUEHZ2EHELTLE >, IRNTIER
HELGWI EIZKYELEHEEZ NS,

BEFERAMERZBORSE

- BMAELEDHEERFNICATN ZENRE,

s D URTDLPAREBEECEROFERS I LR,

- BEFHANERICEAL T, ABEGFESNCOFRALTTHL COMRMLEDEENDE,
RICREZHIOMN, EDLSBIEETEDTL K DGR

- PR RFRIC—BRVEHOELAZN 2 =DET / LFROBYKZWNTH -, BRLGERE
ARBREEZEZTWND,

1.2 BiEFRERREEREHR @K) (p104-p107, &M 10)
PR HBRE BAHTEREOBREENY VLY U IERTOCEKRNBAORREMS
LTEETHEILER. FAFRABISOVNTORREREL T,

KEREGAV ) VTEETRELEFABTEIAR T BETORREEML TRES 5,
HREE

- EEBETEDOL S ITEEGFERNMRDOA TV SD. TOEREZSHTHRAE L-EHHAE,
- 20 fEER . EREREMREME (OAEL DEE. AR,
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- HREZTOER  BEFRO OFBERKRE. Q7 7 ERFR. @77 ERAHBOER.

B
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OEBEKR
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- ZDENTEEALT. TV ERHEHROHLZEFHILT. BFAILTEIFR T+ LT TERE
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- RERE KA TORBTEGLD L, BEEELLDOFERFRENDELZ, D
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PTEN PTEN hamartoma R2ERE R
SDHAF2 HPPS R2EE TR
SDHB HPPS R2ERE XHhR
SDHC HPPS R2EERE R
SDHD HPPS R2EE XHhR
SMAD4 Juvenile Polyposis o o R2EE ELEN
STK11 Peutz-Jeghers o o R34FEE ELEN
TP53 Li-Fraumeni o (e} R2EERE R

TSC1 Tuberous Sclerosis o o R2EEFE ELEN
TSC2 Tuberous Sclerosis R2EERE EYER
wrT1 WT1-related Wilms pediatric 3k
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AWG-J, GRUDIRTE : #EZEZRIVAR A, B)

NCC Oncopane Foundation gg—

AT : ACMGSOIIET (OlEdRe) OnecDx PURERE  AWG- R
Gene Major Phenotype tumor germline  tumor

ATM Breast Ca (e) O (@) A R34EE
BRIP1  Ovarian Ca ] A R34
CDKN2A Melanoma/Pancreatic Ca (o) O (@] A R34EE
CHEK2 Breast Ca o (e} o A R3EE
NBN Breast Ca o A [RhR7EL
NF1 NF1 o ] ] A R34
RAD51C Ovarian Ca [e) (e} o A R3%EE
RAD51D  Ovarian Ca e} A R34FHE
SDHA HPPS o A R2EE
SMAD3 Loeys-Dietz A* R2EFEE
TGFBR1 Loeys-Dietz A* R25ERE
TGFBR2 Loeys-Dietz o A* R2EFE
BAP1 tl;/:i!lgnam Mesothelioma o o o B R3%EEE
CDK4 Melanoma O o o B [RhR7EL

Hereditary Leiomyomatosis
i and Renal Cell Ca © e R3fFE
FLCN Birt-Hogg-Dube syndrome O B R3FE
MAX HPPS B* R2EE
Familial papillary renal cell

MET carcinoma 1 © © B R3fFE
POLD1  Colon Ca o (e) B R3S
POLE  Colon Ca o ] B R34EFE
POT1 Malignant Melanoma B RhR7EL
TERF2IP B RhR7EL
TERT Acute Myeloid Leukemia B RhR7EL
TMEM?127 Pheochromocytoma B* R2EE

AWG-J, GRIDIRN : EEREEEEF LIS (ACMGS9)

Gene Major Phenotype onset AWG-J
COL3A1 EDS-vascular type child/adult R2EE
FBN1 Marfan syndrome child/adult R2EE
TGFBR1 Loeys-Dietz child/adult R2EE
TGFBR2 Loeys-Dietz child/adult R2EE
SMAD3  Heritable thoracic aordic diseases child/adult R2EE
ACTA2  Heritable thoracic aordic diseases child/adult R2EE
MYH11  Heritable thoracic aordic diseases child/adult R2EE
MYBPC3 Cardiomyopathy child/adult R2EE
MYH7 Cardiomyopathy child/adult R2EE
TNNT2 Cardiomyopathy child/adult R2EE
TPM1 Cardiomyopathy child/adult R2GEE
MYL3 Cardiomyopathy child/adult R2ERE
ACTC1  Cardiomyopathy child/adult R2EE
PRKAG2 Cardiomyopathy child/adult R2EE
MYL2 Cardiomyopathy child/adult R2EE
LMNA Cardiomyopathy child/adult R2EE
GLA Fabry disease child/adult e
RYR2 Catecholaminergic polymorphic ventricular tachycardia child/adult R34EBEE
PKP2 Arrythmogenic right venticular cardiomyopathy child/adult R3FE
DSP Arrythmogenic right venticular cardiomyopathy child/adult R3&EE
DSC2 Arrythmogenic right venticular cardiomyopathy child/adult R34
TMEM43  Arrythmogenic right venticular cardiomyopathy child/adult R34EE
DSG2 Arrythmogenic right venticular cardiomyopathy child/adult R34EEE
KCNQ7  Long QT syndrome child/adult R2EE
KCNH2  Long QT syndrome child/adult R2EE
SCN5A  Long QT syndrome child/adult R2EE
LDLR Familial hypercholesterolemia child/adult R2EE
APOB Familial hypercholesterolemia child/adult R2EE
PCSK9  Familial hypercholesterolemia child/adult R25EE
ATP7B Wilson disease child R34EE
oTC OTC deficiency newborn R34
RYR1 Malignant hyperthermia susceptibility child/adult R34
CACNA1S Malignant hyperthermia suscenptibility child/adult RIEFE
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YY) —LiR—MERUKIRFEED

HH2FEEHRER 18K B35EETF

BrugadafE{Z#f, FEXERDEIE, HEIRE
DERE, T—SAXUAREEEIVE,
RIRHIEE2R, Rk XSRS - 28,
RiEtEEIL AT O—LILFE(NT B/RE
), BEEMRIR—R, ) T5OAZSE
&8, O R - TA—YEEE, QTERE
1%BE, VI I7UIEIREE, MUTYHBEER
YR—L R, 1I85H S )F—=, PTEN
BIRFBAEIRBE, FEETIEEILIE

ACTA2, ACTCI, APOB, BMPRIA,
COL3A1, FBNI, KCNHZ, KCNQI,
LDLR, LMNA, MUTYH, MYBPC3,
MYHI11, MYH7, MYL2, MYL3, NF2,
PCSKY, PRKAGZ2, PTEN, SCN5A,
SDHAF2, SDHB, SDHC, SDHD,
SMAD3, SMAD4, TGFBRI1, TGFBRZ,
TMEM127, TNNI3, TNNTZ, TP53,
TPM1, TSCI, TSC2

DHBEEFE 15EB24ERT

TEIRREERERR, hTa53V5
H LMD ESE, BESEE OTCR
B, RAY - H—RERE, LY
VR, IR RAEEE 1R, LR NEE,
EHEGEERE BESRREER
B, BEMTEBEES OB RREE
{&3%, Birt-Hogg-DubejE&EE, EEMHEL
AR B #EAEE, POLE/POLD1MEEE XS
ATM, ATP7B, BAP1, BRIPI,
CACNALS, CDKN2A, CHEK2, DSC2,
DSG2, DSP, FH, FLCN, MET, NFI,
OTC, PKP2, POLDI, POLE,
RADS5IC, RAD51D, RYRI1, RYRZ,
STK11, TMEM43
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Actionability Japan

BIU—LR—pRUX S

BEF | Bk

&

1R

AE A By ICD#iE
ACTC1 2
otsE o ziam

2N(3N[2 |A |TONNA|2020.07.112020.07.11

K

APC & .

FAP

A

3A|2B|2 |A |9AB-A |2020.07.11|2020.07.11

APC FAP

=R

ikt

3A(3B|1 |A |9AB-A |2020.07.112020.07.11

13

H<1)—LR—~Mjl

4RfE : Von Hippel-Lindau Syndrome (VHL) -
BIET : VAL =TV AKBT 5891 SR |-
e REA FREREA -
T LA ERT 5 AR AT (Wil-< | VHL ZE513 VHL 7 & [ USRI H5 . 27Uz 1/39,000-1 / 53,000 e f
EETYAET 58 BHI YT Y}) OKE | LiEEshs.  (Ter3) o
SREAEOA | VHL O 1/39,000-1/53,000 T . siEEMEFMEFON 35| (1) o o WEF L T Y AT, BEA LT RTOAN 65 M (1,23 |o
Wik o 1. B 0%, FHIERH® 1%, (K50 SRR Gl 22 5. (B4 ORTEORUE 2, TN
HEf+ 3 BED 50%. & L UBFEEOBEBEEL T 2 BHD 1%L HE
W GEW/AE | VL 5. B, 7780 WIS ha. HRE| (2.3 LA
VHL i, B, 77 i ohs. BElE | (1,23 |0 = e
ST AT AR B |-
w o LU, SN, AT VTR - BB | 45) o =z - T_&W;LO):*W? MM&J "‘K‘ “
UM, W) T, LR BREML . . LR o I
VHL BETOBRELIL 639 HEQI3 . splice DR | o o N - N
5. INBTTICBNT, RIERDOY 2 (R ATREE
. IMORHL, KRS DNA #O FORiTEREC > s SO Y27 AL SR
13 VHL S04 31} 2 BETEWOSHIRBEAPI TR 84%TH 5 (VHL - = DR 7 - = v E, —
TR F 4 v 2017 FH). BRI AT S | VHL /)FEV*IV»A».:J@\I HHTHY N ttjv)~r—~4 v (1,3) o
) 2 ERGMRE Yy EEATOS., K
TiAkE (EE2: | JERRMVEIRLE VHL ORI ch ) TRk 25 e, EBI0 | (12,3, |2 A O BRI Sy g ol s i
VIR~ 5| ) 50% TSl EUTIHECH ) 35%AHARE LT 5. BHGBEL | 4,5) ¢ ‘;555“*“"’?2‘* M LEe REBIE
LA/ | I, VHL ORI TH ) 0 0% 3 R WD T ) SR AR OB L £ PR
A0 ENBGET 20U Sk A B WEGEE T M0 L0 h &0 (Tierd) 2
6. BEFHRE~DT
2 — T TETYAKBIT 5801 BHIH |0
VT Y ARBS 530 BHR [EELE R, ° I
AHORA: | RARHICHT 5 BAOHAFRL R 0 °_r ERIRIGEDNA »— 72 o/ ) & K5/ TRRHIEICTH 81%C
947y A] BEROEHINOA ) —= 7 7L LY © P s s, ST 5 o
. 1,250 ~
570
— o TADEE | ) :
Bl 13 ¥ L L £HHED MRL [ryye s | e | e | )05 | T oestt] 237
(Tierd) = eI/ —~ A |-
. KHECALRA TS LB RG2S X UAHIR 4 2 A ORFSC, MBME MRIBEE | (2)0 2y %0 kg 3ce 2B 3 Be 10CB-B
L T T O ETEREEE ]
o 2 1co 3co 3 B licc-ss
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OT-only/ S 3 )L TDPGPV DHEFDIRE M E 4 D 70-Fr— RG]

FEEMEE DA EITRE LD AEIET I ABEIRICS TS
AR BYFR R o EJFEE g R FIESE M EE R e et

—ERBIPR R
BE T FRGE A TS
FEAO S U T RS

BEIE osEE T
1]
AR Y 7 b7 L JLEE Y TT s |7 L JLEEEE
—HEEEEE 1 <30% —HEEEEE : >=30%
FH A/ IR P <20% IR A TS >=20%

<’ =mFa N

[}%E . ?Z?Hiﬁ) APC, RB1, TP53
. OFF@m

— _ A4 FEFAAE I T
N . -
2 )

Variant allele frequency (VAF)%DZ?E\%¢%/DJ'J ZAN HX
B L. BRI MEND AT =D, &Ik

S>78—F v — bDBETRDOIER - A5 15

OSFRTRREES| = INE, FEFIE - XX
N2 T 4 REER

MNABGFNRFIEEZREBEDSFICETA3EETEHT Y V7D
IRZRYEF DT =AY —XWAR © [BEER OERS DA E]
[EBEDLGIREE] [SFOEENL LIMGEDEE | MNEE

SFIEREAN CHERRBRBICKEEZ T 5 ZRRROIODET AL
TERW-RBRAEMAERE  SFHRARONI-BEINEIEMRE R GEEZF
T5HhEDS [HEREARBYUEICLDZZE] [SFEIROEBEDE =
DEZEM]

SHAYT / LEEEERER SR, SFRERCET 2/FZe 7Y 7
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750 T 4 ZAEER
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OUFxy FNNAF T — BT ASF
Win 7 0 —F v — MMERK

circulating tumor DNA (ctDNA) (IC £ 2 U F v FNAF T —HR
BRAERRA, ZA—F ¥ — FZRKED - O XERAE = £k,

{540 2 B9 Evariant allele frequency (VAF) O R 1E (£0.46%. 5B
AR EHRDVAFILIZIES50%. KE 2Tk, VAFDIERHETE
MiaRYIEEL OB IZER,

HENLTIE T LIVEEAR B Z 5/ 7> b 2 ENEMIESR
Rk & HE,
CtDNAEHNZ L\, Db —HUBEZ & T, KlaakoNy 7>
F THVAFDAO%EBZ D Z &N B Y VAFD A TREIZXFT
EHRWEED,

S2021FEZREEAZLDOY v KNS F TS —I1CHBIT5 2
RIFFEMIGICEE T 2 E_EFEX T, 70— Tv—#ﬁﬂ%ﬁ

17

BIZMERREZR - AT

MRIT/ AR, BEEH#BRZSERVNT—ODHY kst
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v T —=0] TERIF RN BRIV OEGBRRT V7 — FERE C BE
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SHENGS/ SR IRE L LT, EmEAN/ S, FER/ SR, T — LY
I, BT/ LNRZIAUDEEIND, TNZENIIH L. FEFIREREROE
HPZDEBEOHMEEITS,
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HHRR, Zfa{k, DNA, &/ LA

4 DOIEE

DNAD 2 WA EE T
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E2TOV-LRELEF?

9. IOVEF
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11. TTEREE(LORR, BROTDET
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13. BEARER2 @ B
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15. MiFEDZH, ZRHFAR
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BAP1 O O B Melanoma/Mesothelioma
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Online Questionnaire on Genetic Testing for Intractable Diseases in Japan:

Resp: to and Issues A iated with the Revised Medical Care Act

Kaori Adachi ', Kazuhito Satou ?, Eiji Nanba **

Conclusions

Many tests for intractable diseases are being conducted in research laboratories, but
with the enactment of the Revised Medical Care Act, the creation of a testing system for
medical purposes has become an issue. At research laboratories, due to challenges
securing funds and human resources, further continuation of testing is becoming
increasingly difficult. In the future, we need to promote more public medical insurance
coverage of genetic testing, conduct NGS-based tests at clinical laboratories with
accuracy assurance, and create a system that is linked with the research groups. The
present survey showed the current situation of testing for intractable diseases in Japan.
Based on the results, we need to create a sustainable system for genetic testing of
intractable diseases for medical purposes that is in accordance with the Revised Medical

Care Act.
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