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RBS7 . AT A0l BEEEER BRI p 5% (HREE i (s A% iR
Kl AEFE TR ) AR FIASCR Kis S A AT RE iy, FRESE P AR RZEOR
FAL Sy W IMERE 2 BB FAT, Sk B9 07 R SO S5 Bl &
i, AT, RSP S B W AT IR, BRIl 4 ) 75 bk
/NP AR RS ARME e 2 22 0 KU B B8 B U
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4, EBXEEEBRRFE

7Y IR LS B NIRRT PR | A FE AR A A LI A S B A s BT
R Fr) A SCHE T AR RO A A A% (22T ) 54T . RN ARG (7 Fir i 22 417 Aiy
W) | BB AR DIRRIN | AR LD i A 4

A R O A 2 thE SR T A 2 U ) A R — R T SR Y B A R Ay, R
IV 92T B G T BN AE B SRR it A2 0 Yo AR IR R AR T AR 22 2012 4R KA 11
CroE T AEBE AR ), FREIH AR ERFE R AR 5.6% (1 2022 4842 JL 956 J7,
RPFSEHraE 53.5 J7 AR BFG ) o 2022 4FRINGETHEAR Bon, REIAND 61 4ER Bkl it
HE (-0.60%0) -

R T B S F R A DRI R Bk . (EAEPHESUR 52— M T
PRHEPRRI A A LTI, VAR RO | 37t LA A0,
IR T A FURBE N E 3 — DRI e S WL B AD) I A
GASH T

B 7: =ZZmphikER

T &

R B MR
gy WEBERESRE —BEBEERURIEARAKRTIAT
PO M Asm R, EWE ARG E B, e

B
WO EGREILMEE, —RFHRERBEFF &, HERBL Y PR
ZHRBY #OFNAERE. FUFEMDE, UREAIARILESFAE AR S E R

Vo, # %W ASRKE LT A,

A A LB A R . = T R RAt A LA B A
gy DRNGE GEXWRAE ARETREHRREE, FARY,  FELERE
T mmgapnm A kEL, RARAMREEARENAE, REA  ZEAN

LEFRE,

FERE/ ERE

[1] KT B SR A B R SR, EEAD% (2022] 26 5, 2022
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4.1 ¥FERE

BB (R AR RIS ) J2& 20% ZLAET-HJEH Y (Callum J. Bell, 2011 ) . HA H
SR IT 6000 AXFP (HRHE OMIM e ) , KREHEDE. BBk, Hai(Ua A
5% W PRI DU B2 HOR 28U as B Bt 4 R 2B IR B Btk AL 1 (R
1000 Ffr ) ARMEIE 13 KA 25 & B

A F A ( Carrier Screening ) P RS FASEDRG , F550 AR R, BRARA: B ALAR
BPE 2R al A2 ), 2 g 5 DRSNS e i XU A T 3 AL BOUR A S Y, R R A S 145
WA, DI HUOA A B s LI XS, 8 Sk B iR

® 1970 £, xEM e KAELRX N HIBHE R ;K AT & Tay-Sachs Disease (TSD )
B Hiid, ek (FRAR) WETRANHFEERLARELE TR,

@ 2008 4F, kEEFREFMERAF¥ S (ACMG) HE R KAEE 9 ke
IR B I A

@ 2011, MEFHRENFHRANRAZRATHE, ZEXHA KR FOHRE K
38 T % A NGS Panel #4731 )5 15 4 # & ( Callum J. Bell, 2011) , 3t 104 Mk
INMKGFE 448 HILEH T ERERER L, KAAHEF 28 MERRE;

® 2013 £, ACMG K fi X T = ®l / 2w #1479 B % W % 7% & (Expanded Carrier
Screening, ECS) B = W, Bl # —skmy BE| LG, W RE ABY &2 (KRS A B

@ 20174, (EHEFHET¥4 (ACOG) A ( XH4 EF¥HARNEHEW HFE)
ERTEH, RENASBENEZRZARGETHTEL W, AT EET LN, i
MMAZE%E (SMA) | #id AL, MiiEAREFEFHEAT 1% 0F Lk thmatAT
B H e, ANGERERE, EFEL AN RAULREERAEAERERTS I
KA H 96 AR

@ 2020 4F, (FFEHAFHEET) ARALER(EEFRERERT BEETHFEN
LR ST

® 2021 £, ACMG £ 7 (T DNA thi£ EABEF H L =W ) ; FHF ACMG
EEHW(FReRREM X EHRFETETENE) PRE, TAKREME 2K
MEZNHRGE, FHAFENETHFE, HEABMEMT 1/200 3 E & X
AR 113 NEOR R

@ 2022 4, AIM KAl RERA T (EABWHFERFAOHERLN) , #

[1] DOI: 10.1126/scitranslmed.3001756
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H A R R R WA RIE R A Wi H R,

YA B i A A S R 2 A TR R K O A A B, T i 1) 7 i S R 2 S Y
RIA; (TR, B0 AR A5 0 A LA A B L, )7 oA B AR AT

H AP R 2 0 A LA NGS HoR b3, 2020 4E—34T % 10585 Xt 3k [ e [ g 6 1)
FAAHEST SMA Al H AT ABFoE ", JES2 NGS XFT SMA #5450 A 50 nl A7 M e e 5
PCR. =AQIF 5 ZH AT G IEZ N THEH 0. B, SN2 — i s st
& 5 HIe W O AR BER AN, S8 %05 PCR (dPCR ) AR IS PRSI A I i 6
FRF-BoE LIASIN A SMA “240™ FUHEAFE 2021 4F DGR 4506 =07 (KT )
FEAR O FH 0 b i 2% 100 4854 3 i A

HEAT 0 A AR Z WL F 4% Natera, Myriad Genetics, LabCorp. Invitae, 2 REE[H | D
EEH | RS FEAMEE. S TFI2WA Fl Myriad Genetics T 2018 41 3.75 /2387t
W Counsyl, Myriad 28 7] 2022 4F Q3 B 1.57 /23570, MK 5%, # 95% Kl it
LN, 25% MYIT R RBE R A TR A, 2023 4F Q3 Wit 1T First Gene™ , 44
TeAN ™ w5 G TR A AL

PEMF T A AR A SR K Ty, B SR WA LG R T A HE
4.2 SR B TR EE ARSI

HI T A B AR HEIR LR B S5 R, SN AR 7ok s, Il A
AEAE” YIRS, 1978 4F, A 1A — MR B LA EEAE (S 43 P HEAMWT)
2018 4F, MR HE [ bRl B AR JE B AR W2 512 (ICMART) Wifdi, &ttFfA it 800 Jiikis
B Lo BTE] 2100 AFXANECFETRES S 4 (2N P RIS EZR DA THEZ AR E A O Y
T 2012 4F R AT EAZEAT BLRIAHR S ) Won , h RN E B NG 5000 77,
AEREZRET R 2D 12.5%,

B A R AR N AR B g T ok A, R e BT T B, BT R
SR IR EURIREAT N T H A, (AT R RO N IR BAR, 6 N TR IR
SRz (IVE, AfFx U SIL” ) ROHATAEROR . 4l B AR SHE AR S 7 T 3] 51 1790 4F

[1] DOI: 10.1038/s41431—020—00714—8
[2] Reigstad MM, Storeng R, Development of In Vitro Fertilization, a Very Important Part of Human Reproductive Medicine,

in the Last 40 Years. Int ] Womens Health Wellness, 2019
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F_8n NABR

JohnHunter {9 N T 8245 74k, — 5 1959 4E R 8 B2 5 3k A 5 L 2h 52 B e 1 Ao 14 o
ZHEFIRIGREAE (IVF-ET) , & 1978 4F s E =K Edwards 517 FHEA: Steptoe G 1F
S AN IVF-ET 285¢ 7 56al . FREGHBI A4 30 248 LD, Hain] Lg%
FEEACE- IR B A SR RAT AR, H AT n] LSSl B A= H R i) B T LA 539
AN A —E I BEA R T

B 8: XERILHIRE

a3

—> AR L LT
,,,,,,,,,,,,,, > BRI

FEFRIE: NREFBRIZAS

TR A R, AR AL 446 ( Preimplantation Genetic Testing, PGT ) £f%f
A PPFERR AR . R (BT RENILETE ) BA Wshs e r kA,
i RGN AT SR A B — MR, MRS 2017 4F ICMART 195 3L, PGT 43 h
PGT-A (AREEAEIRTT A ) . PGT-M ( BRI Ay ) 1 PGT-SR ( YL (A fRZEH9 75 iy ) o
Hr, PGT-A 550k PGS XFI, PGT-M Hl PGT-SR 5JERA PGD XFI ., 7T LAY
FH IVF-ET BAR BT B SE —, DARE MRS o SRS - S S0 5 (1(:51) HAR N
AR, DA PGT HoRM AL A =48,

T SCHA A Bh A B L DS A F5 R BB AR ARG JE A (PGT ) | FERgREAGI (X5
BRI S ) FP= G iids (GEat WES 8 WGS ki fehs ) . XHERMEEIE
PGT,

1A% B A SRR ARSI 22 ph A W A A A R by (BRBEARFEIZ T ) [ 52 K 32

1] g EFEN AR, e AT AR

MAREFE s ERE www.geneclub.neten | 27




2023 ERTVIEE B

BRI 55 . Zommi i AL R RS, ek MU a5 HURE LA S kA= B e T AR AT
S =07 B DU 24 W i st B R 0 Oy s AR A PGT 281G &

FEFAEL 30 7 A B . RGP =R RN S, B8 g
FE—IKI R0 10~12 JIoG AR, 2022 4F, JEETT AR 16 T4 Bh A= sl d R g A
BEART T2, s 1729 23% (H) 8000~10000 7C ) FIIAIT R ( AEFE=/CHAR )
HEELRJRTE 2023 A FRRHG2 AT B A FEH AR T H A0 A B PRI 4 S AR . B PR R il
T A B R RS I TT S AR 2y 68 42T

PR 10 8 B A B SE PRGN HAL 35 Vitrolife . Invitae . #RAESE  DRREEST AZREILIA |
B EAMAE, Vitrolife 2022 4FFEARILA 3.13 /2370 (BIELRFIL +10% ), EFRDE
FULA 1.05 42370, 2022 A4 R A= FE 4 B AR BRI 550 10.54 4258 (TRIEE -9% ) . DLEE
A 1.41427C (TRLE +31%, R GAEBLN Lt 64% ) o WUIAHLE) Vitrolife (9 65% 11
BIOGRA, DR T T 2021 IO RS R B BB VD 12 /) B 1EAEY) 51% HIBRAL,

FI 0 B A FERE RGN BE B (AR, (B R MRS o — T TS IE™ A |
REATRVERBER; 55— I7 kR T IRAGU ™ ah (AR RRE . BRIRA AR,
AMIIFAE ), ETATE L EE BRI, IR . RSN . 55E . sReE
Wy IEAE S AR I e R B IR S MR I B e B ROR , SR THR RN eoh, A2
A ARG . MRS DR BT RS I T4, 7 BE 40000 A6y / 4FH) GMP T P i id F
AT 14 A2,

4.3 FERIF= I B RN
TR E T UGG IR | IR TT . g . A SRS IR, BUA R

SRR A G, A S R BGUR . RIR T . B LSE R IR RBE T 3 R
Wy APl AR B, (R EATED (2019-2030 4F ) ) BAHEHLHF] 2030 457 Fi i A
SRELRF] 80% S LA Lo HIL 7 115 O 2 A0 11 BF g EL 398 o PR3 25 SR O 3 7 XU, G B)p
FIFEPIKEI ( Non—invasive Prenatal Testing, NIPT ) i 1522 7K %5 3] 45 5 KUK 42 AR 7= i AG AF
REEAR 40%~76%",

NIPT S 5 R RGN sl b A i) . B R ) 2 BV BRR BN, JERE R ™ ik |

(1] BERRBE A THRE (CFREHARPANIBIE . #ER S8k ) . 2023 4
[2] DOI: 10.1056/NEJMra1705345

—
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ETEHH WA

A R FH B AR B SR R 1, m s R R A 1 JE L1 3K A4 G LTS DNA (efDNA )
AT LG R A R Y TG A DNA A AR . 58 NIPT A7 B A 36 S 3 A
[ 21— ZARZEGIE (FIRZEAIE ) | 18— =IRZEAME (BEARIRLEAIE ) LI 13— = {RZ5
HAE (IAPFRZEGAE) -

NIPT & FF) F AR SE NGS, W a] LR A58 ( microarray ) F1 dPCR &H AR
NIPT 2R, ANEEVE ST, B R AR KT 99%!", (HLYF TR E 2
I 2000 T3 AR IREA S, 58 v e =AM S KB H IR I2 FiRi2 .

B 9: NIPT H#ARSE =B ERARXTEL

gl

BE

LRI BEHR

5-10% 16 P P %

& LF Y
BFERE H(;[})’ BERAR ) g - F4l B 70-80% f %
5% 18 e 14 5

21, 18 Wi Ah 8,
mEFEFE  RIEESK, @ 11~20° #ikRam HEl #HTEK
Z g w i

60—80% A &
TR H 13 4
& R AE AR

et AL A 10~13"  KEBF A
oxiis FeEHE 5%

RERME  WRE
7 47 21~22"  FrE M E R

> 99% K
16~22"°  FAEH HAl  2-4R  HRERRS NG

> 99% 1o Hf &
21, 18, 13 = ¥ B

walFaen o 0 O 1.0 @Ak REl H7X —geERERS
I o (R AE AL AR 5 By 18 PR b

BERFR/ AFHEH, EEEHE

NIPT HHIH AT, EIFARR S A SZ AT, 2021 48, HAE RS B
ZE4A M NIPT #9825 E A @R (UHC) ;5 2013 4F, RYISRIEETRE NIPT 49 A

[1] DOI: 10.1056/NEJMra1705345

—
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BEff b s, HAbh X 29—F Took At

ARZENERY NIPT 23 A £ 45 Natera, Myriad Genetics, Verinata Health ( Illumina ) . Sequenom
(LabCorp ) . FERHER | DUEGELA | PLilBEsy | {REEHSE

Natera 1) 2022 4F SR 8.20 /23670 ([FILL +31% ) , NIPT (54 90% A4 IFEA
25180 J7 NIK; FERIEH 2022 4E 8L 70.46 27T (Al LE +4% ) , 4% 2016 4F NIPT FEAS
SIMEE T ARG, F 2022 AR E A BT HE T 7 ARG DUERSEA 2022 4RSCEE IR
13.68 127C ([t -4%) .

MR B, BRI L B R 4 KK S EBOR AR N DRIE R, NIPT Ak 75 97 K7 Sl
FRERIAE ST B ER, =44, NIPT Z#i e 2 HAab e a8 B 50 LU AR
B /R E AU, B NIPT-plus. [E P4 NIPT-plus 7= A B27E 2024 4E3AIE . 2022 45,
B WPt +- I BAFE Cell Discovery ¥AT) 1 % 38— NIPT WFFE iR 1, SCaiye o (4 f st
PRI ] AL Aa

4.4 i JLER

RE AT FE RN B AL 1) B L— BN Kl 3~6 A H Jim At BB [ A7 14 i PRAE
AR, I HEIE . WERESS RAERITRL, 2 SEELR AR kB n AT,
U R ERAE 2P RAR KRR AR R o NI, AT BB A LR Ao i 4, &N
it A S T AR 2 —

A LR A ( R AE LT AY, Newborn Screening, NBS ) 4T 20 42 60 4F4L,
P59 Robert Guthrie JF 4 1 —Fh 5 3 2ok i dAG BT A= Lo 75 HR A ARSI 003 A8 P i R
iE (PKU) 5 1990 £EAH 58 K% Millington $ i F FH A3 I BT S HEA 73 A= I List A& A i A
) 2002 AEHEA N, FEARSELSLIRETZ MM, AT LA A 50 AL BB LSE RSBk
B

LR L AR P = S BB A R, e B R Ul PR | fRTAE L ARk
wag ik, ML A Ay fEHAERKRE . FE AR A — Lk | etk
POAGHEA TR, R SEAGE AL PR AR B0 R B EHAR A el N A 5 R 2 AR
s, LA TSR ARG T BUAST o Az ) L it (0 R i 6l PR DR R AN ]
FEAFEEARNERIMAE (HPA) | SERVEFVRIRIIBERGRAE (CH) | HI%HE -6- B

[1] DOL: 10.1038/541421-022—00457—4
2] (A ILREED |, ARTARBGE, 2022

| 30 | EEE www.geneclub.netcn  FRIRFFE 45T




F_En NAmR

I BB Z AT (G-6-PD) | JoRVEF LRR BB A AE (CAH) | AR LT I BEds . OB A=
JUSERAE OGS o

10: EF rWGS By E LG BRI

A Times: 72’ 16’ 660’ a6’ T (<60")
(" Order 5 1 2 x 101 nt / DRAGEN v3.7 ‘Automated Diagnosis
owosin | | agu | (Aceeitued) | oA WGs, | alignment, SNV, | - (GEM, MOON, -
Electronie = EDTA -+ E | 1 SP floweell, - indel, W & CNV | | TruSight) e Rapid
Health bload EONA PCR- concen- | | o ctom recipe, calllns post- Critical Result Pr\ec?stan
& |
Record | | | Free Library | tratian \ vlSreagents | | filtering | l _ | Flagin EHR J M dlune
PA—— - s e A v R T T GTRx ManagEITEﬂt gy “"T- .
. + Clinical feature extraction by Natural L Pracessing | 1

B B

@ Phlebotomy Order == ¥
I
| Natural Language Processing | 30uLbiood
1 RO
Electrenic O PWGS Ord CI |® . * | DA phenctrpes @ rWGES Order, == fxgsag:aerr
| rder, Clinical notes* +
Health - st b B - rwas Portal | O rWGS Order, | I.WIS Metac!ata (&) Library a _@ wasl
I’ Metadatat ptepamtunn
Record @ Diagnosis® T - e ey
. Critical | @ HPO phenotypes’r i
Resultlilag | —| ‘Metadatat  Metadatat m'f}'h'l#-
Toe e — - (i1 Diagnosis Sequencest
GTRx ( nutumated @ Filtered | m\:\a”aTlton Alignment & |_
- } ; fo- = — " gy |Variant Calli
IJ_Z) Managemant Guidan:e‘_g!-]!daﬂce . Diagnosis* _!\_ Saﬂware J Variants? & Flltermg @ ng|
I External | : i Genome- T Variants®
: | variant, gene, -4 -o——— Phenome =
Metadata ¥ . disease IRs Metadatat . Database

{5 B3k / Stephen Kingsmore et al. 20221

g £ L & AR (2 5Em. AULRR . RBlimRss ) kB mbnkdy, it
BRBRER AR, ATLATE LA Bl X — N REAR T A 20 R B3 AE 4RI ;. J04F NGS B THEA
MR, R A, BRI E M, RN T 1 TG AT S AR AR R A e A T T A
B A B XEFER A, Pl WGS T RIRRIRE 3-7 K (fE52 W 4-6 JEIE] ) , K
B R F ARG IAIT AT 3000 357T (Rady JL#E KL DK 20 B2 24 BP9 BT 5236 28 324F Shimul
Chowdhury, ACMG 2017)

2014 4, SEEE 7 AEIEFADSET (NHGRI) &HEIET NGS A8 Ak LB i £ 1
H BabySeq™, Z5H 7R (159 PNEEAS ) 9.4% Az LA LB A KUK, 88% & L& &
WL S R, 5% AATE2S RIS, 2022 48 3 11, BKIE S L SRS SRR
He LI AR A0 5 RIS AE World Journal of Pediatrics 2435 2% 7 e E A8 A2 UL I i A
FIAH,

F FE R A ) LA (R i 22 7 2022 AFHREUR I, 5 Riopi Az ) LA R i 2 AR [F] 25

[1] DOI:10.1038/541467—022—31446—6

(2] A LB SR AR - e B R i A e O 137
[3] DOI: 10.1016/j.ajhg.2018.11.016

—
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11: REUFEILEAFETE

S584r BT EZ R R
FE 4 At 200 4 A% Ak 202 4 2 A,
THMERKAFWE LEIILEERITLE 2015 F£831, MHARRE. X CEHTZRAB2H
53 %) kEIILEEREZ# ILEKR, iﬁﬂigﬂ)t, 2018 4Rk R, AR EH Tﬁﬂ%"ré)\bﬁlﬁi%@
% FEEIE 8 KEAL 202 £ AL THOHmERE i WHFHER
Ais ¥, ¥ K 4654 7.8%h, Ryl KA#
AN ECR R E 5 0,955
\ . 2022 %2 A% &
FERLE L WTALEERE KOTHARERE BTIEH P 1086 4 312 L
b smop BLEERMES 2XER @24 20204 2000 WRslar R
S ## 410 B S i ey HeHhE 99.65%, i
N E {'J"‘] NGS ﬁ(l%’ié 'li$ 7.22%[210
LR NG 1 bR Ak E 156 #3575 2022 4 8 AB. %R
&L ERE EETILAEST WEHEERSE 8 K 2021 4 % 159 /]\‘ Xt 3 )T A LR
HF SRR KoreEdHw I, EAELEE e &, BRHERY
H HREAZH = 4.0%,
SREBERA, . .
FEFLEE 34 LB E A ﬁ;ﬂfﬁig i
BabySeq b, AL ¥ E ¥k 2013 4 o Iml, X B = R 88; 2
3 AR PR eeh s
45 30 AR A
T AE, 4 Err A EAN 2023 £ 3 A, *
hkEALER, 4 GeneDx (Semad ), JF, It % 2t 10 it #y 1000 4 # &
GUARDIAN 40 1 o 35 Iumina DI8F s s LAl 2.6% ¥
250+ A LBk
bk MA £ T A 25 AT = SMA, pes
Early RTI International %, #w A%, dbk 2018 4 DMD #2 FXS, J& gﬁag(f)z /EMZD
Check™ AEHFUNE, & B UGS PRE L o)
AR AL 200 A A
» 4 B TE 2500
K815 MEX, 36 .
IPOPI. ISNS #1lk  © - TR T, B
Screen4Care 95 e s 22 iUFM’IJ ( /A\Fﬂ; A 2021 & 1.8 54k LA /
¥ WRALE) .
K] 46 3] )7

ERXRIE EREERE

FERZAIF 5 RS . PCR S5 —, IEBC# A LAz oRoAR, B
(G165 Bt o A D JE S i et . AR S — 2R AR A2 T . 2023 4F, e [F [E R EI7 G IAFR (NHS)
BAG SRS 22 IR A /8 ] ( Genomics England ) S4E, 11RIT 2023 4F)5 sl A JLBE R 4H

[1] “JemipEE”
[2] DOI: 10.1186/513023—022—-02231—x
[3] https://clinicaltrials.gov/ct2/show/NCT03655223

—
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A M (B4R 10 TTHHTE L,

12: BabySeq InBi%it

EFxt 200 Al R AT HAGE ) M

ICU newborns at BCH & BWH Healthy Newborns at BWH
Randomize each patient to receive Randomize each patient to receive

/\ /\ 3
=

Standard of Care Standard of Care Standard of Care Standard of Care -:E
NBS NBS NBS NBS o

+ +* +* + E-
Family History Family History Family History Family History =

* *

Genome Report Genome Report .5

+- +- o

Indication-based Indication-based (=3

Genome Results Genome Results g

=

I | | | o

s

Study MDs/GCs discl It Report to parents and send to PMD [a]
Mamk ahdmnﬁc medical record g

¥ ¥ ¥ + o

©n

Study MDs/GCs discuss results from Family History and Genome Report with parents

!

Medical Record Review

{5 B 35kiE / BMC Pediatrics

R L PR 7 A 5 50 5 T A EROR B8 =R AL | B IR S A A Uy T B A
B, XHEAH——220], BAS% 30 HoREe R, W PCR. LA panel . K panel &
JERIZEN A WHZ S H eSS, RALA B A B84

FR R L, H ORI A A, e MRS TR SO s HOR g R o g
TERRAUI P Sas AL i ke, SRR L A il hots, S BOR M B T S R A A
MBI O A A BT o

IR L, Fehnsi e BT RN, A5 2ha e IR A R UM E AL R
LRI HU A R R TR GE | TR B RBUE AR R 0 SR, sl R S
FROME BR THRTBIR2 G, SETREARBASIRRREAS, B LA alit—20 5 CRO K2y
A YRR LU I FERA P IR R S, SR THHALIT T, /3T A A . Tli 21 2030 4F,
FE ML B AR (FDA) KAt 2/ 60 FRAAFIEEFY Ik, HETA 85 1000 F
AR AL PRIRY T 25807 IND BB,
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5. ZIRS IR EME

B 2021 4, FRIE 65 % UL LR 14%, fEaRkE . s, P Er. H
AL whE L EEZE, HABRASHEZ 2], R DAL (WHO ) BifhE] 2050 47,
PR 60 & DL E T AR 22%, X ANECF I 2015 AR IE 2 4% (12% ) , H 80% 1Y
LI N OV TE AR AR AEIAE 5, i Ay e 28 3k TR (R S Bk, 2022 43K
] T A= R S 22542 420T, TR 17.8%, MK S B . BHESEH 10 A E A

BEAl, BEE SVEE Y ie B AR A S AR ar O AE I, IR C O E
NI —, ERAME MR HREAE Gl TSR ) sk Sah)7
FJyo A (AR 2 2o SO ) T2 R Y, 2022 AR P DR SEAER ] (482 77 ) K
ZPESCEMPING, FEAESLT RG] (321 J7) JESCEM 5 7% FRE R F WSR2 i ,
JiPE B R IE AL B SR H D, (EE . A R . FUIRE AT S IR B SR

& 13: 2022 £ HhEFEEFIT L REERGIFET A

(=)
G fE R B2 250 TR RESE - A B
(76 ) 320
300
500 250
400 200 194
300 150
126
200 100
64
100 50 34 30
0 0
=\ B i = 2 By
# [ 4 # 4% 4%
mHE mEE

FRKIR/ PEEFREREIR; HE/ EER

F L A B ) AR AR A R DY T SR YT 50%,  [R]I Bl 3 [ 2 7 Jot i A
SITREIRTT, RRARITAE MR BRSO, B TR, TR R
AERTEY 30.9% $& 713 HHTHY 40.5% ", {5 3K 503 i 76 59184 B 2 A0 i PR R AE 52

[1] DOI: 10.1097/CM9.0000000000002108
[2] JEHAM: ER DEEL ML, 2021 44 27 H
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E"EH NAH
W, AEGE A RGN B TCEE I B R P, RS DA s R T e AE
PEFGE B g R . 2548 S . BUR W45 4 F-BE (5 SPERAITE)RSORTE, bR

PR )

14: EEWRNSSHNMEEEGERPEE

4 25 2 FEBES T +MRD 13U
ﬁ
] a &
M| woeupEsE =B 2 SINE K
M| wemzene  wRa 3 27 B N7
4 T ) S
% R HIEEREK CpNEBIAE
“
WEEE R — AN —warNE B
FEEFRE/ ERE

AATWHRS TR 06 . AEREIZ WS MRD S 431 B DRURL R 0 % 0% Ak K2 e 7
PEREOAR | fRBRTT S L AALBAR 5 A RS R SR S R A AR W 25 0 R T A L

5.1 e EL 0

iR (JEP ) LG 2 2022 4F [ Ak DR AS I U e A TR BRI =2 —, o 22 D v T
[ BEPERY BRI 2 — (BORSR H ) o FEREA N, 2023 AR MR (LN 058 iE ™
B 1A0R 211710 = N L £ N S i = v 1 T AN S 051 RO S 1 9 | 4 )
Ao

PR L R O R R L, R B AREE G FME PR A R AR T, Jd i g 1 i
IR EAE R M L PR REE SR AR AR AR B, SEIEHERY 50 B L (RRFEE 45 %)
A AREEA T I B A (3] 2023 AP i AREIA Bl AR IA 5] 72% ), MHESEGE % 44
5 25 B 9 R AE 2000~2010 AFLLREAE 3% " HE TR (T BTSSP LLEA
FELLBIHE G, B 2010~2019 4FFE2E 1% ) 5 LASREE 0], B B n] s 3 iR 1A

[1] https://www.cdc.gov/cancer/colorectal/statistics/use—screening—tests—BRFSS.htm

[2] DOI: 10.3322/caac.21772
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FEHM 3.5% $2 T3] 90%", 2014 4F 10 H, Cologuard 7EFM A A J5, B 26 [F BEI7 {55
BT AR 55 ol (CMS) P ABRIRBERIF ORI ; 2021 4F 10 H, st Y7 ORI R %k
1 TR . PP BIAY T RGBT RS A 30T E 5@ A1) K S R ARSI A hydes
E RIS BT RS T00 H A0 28 B AR B L

TET G FRIZ, N 5~10 AFRRIE, IR A O EA L BRI, fel e
JESIE AL IR R A 2 B A N LE A (R HEBE BT AT 2, )12 B2 A R AR R o
AT EANBUIASE; I, RSk 3~5 4F, ERIMERI AT Rk — T G
LmARRIVERT R IA B 2=

15: RHKRNEE TREMEBEREETFE

A Public Health England 5-Year B US SEER 5-Year Survival
Survival 2014-2018 2006-2012
||. I I : |
i | I ||n . b il i I 1 |1_ ls |J_ I
e (R, Gp Q,"OQ@Q) ‘.‘g\"s\é‘\ Q'& ‘&053 \@??

WStagel MStage2 HStage3 Stage & W Localzed M Regional W Metastatic

{52 5kiE / Crosby et al., Science, 2022

TEHORZM, R PR A A5 (Blan XOGih & LI | 50 858 CT i
Wi ) . WEisE (Blanassinacss B ) . i CESim A ima s avE ) o MEind
PR T B, 3 BV 0 5 i RURS I 7% e L0, Ao D 3 R0 R B0 v 7 5 2 d ol
FH PR PELF S5 DL BN S e et . EBBOR T BOR RIS R . WAARTE R R AR 214
B (BT ERY] 45 ) 5, R A FEIEER MR 406 ( CTC) | FEXA IR DNA (ctDNA) |
HMIAE (Exosome ) . B4 RNA (exRNA ) %, FHELILAWRARTER 777k,  ctDNA DIGRE
FAXTAE Sy, ARSI T BEARXT A, I FLAEAG I g 5K sl 5 R 28 48 DA K FR Ak 5 T LA {5
FREFE R SR B AR OL S, ORI T R L

H e 1 2 24 b W B S BRI R T T B R H 0y (CMDE ) 2021 4R &A1Y 45 E i
i A 77 i [ P9 ANIIIR S RPN BESR ), e i A 28 7= S () I DA a5 15 3y A X6 S48 174
BNFEATHTREYE AL, PPN AR I A Im R RABUE . Fe B . PPV ( FHYETRIIE )

[1] World Cancer Research Fund International
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NPV (BIPEBUIE ) SFhR, Reil @ REBUZH NPV w250k 24w i K FJ7 BEVE i
Feah B BT R AT A e BT MRk, — R IR R DNA S (4
0.008% ) BAL ", TFE A HATRIE AR IR (29 0.1% ) 5 — IR RHEATTE: NS T
i

U, WEEAR b, ZRb5EY (FRiE—2Y R 22 ) BA R IR i e Bk 12 2
—, PlnAAE S . WAL . BURRRIE . $E DU S L PRI SRR, bl
BRI TR RAE + ML + A" o DL 2014 4F FDA HEHER 2R — 45 EH
AL TRy (A ZE RGN ) A7 8 Cologuard ], RF “NDRG4 I BMP3 FE[K ()
H AL +KRAS LK 1 55 8748 + K Bl py i 218 R, SR sl i s i A 92.3%
(0 RALRE s 2020 AFEFR R T A ARAL A IR L 00 R T R R BOR B AR, RIS
T URINEMREA Y KRAS L2275 +BMP3 Fl NDRG4 HEPH T EAE + 4028 ks
S 4245 BAZH AT I AR 1 ) 45 Y e e XURS AR 7 A R AU 95.5%, BAPETTINAE
99.6%,

bR T R U Z A, TR EERL I T ctDNA STy 2 ifp pR AR o J3E 8 SR A 2
At A (RN AT A B A ) 5 T R A S IR A MRS, e 2 SR e R P
PSR AR AR S W) 45 T BoR B E 1 .

MR 2T, AR 5 [ R AR 2 22 (ASCO ) ‘B R HE A 1Y) o5 e 07 14 o b .4
FLIE . SEME . BOUE. FENBYE. IS, PSS (. m2ARTsE (2021
LD By ARG R ) ), AR R 3t A DRURS: IS5 XU 1 AR A 7 FEOS PP Ak A v
NBEREES

i ge P 7 1o P 4 55 7 o BT LA BE PRSI L 275 = R 2R R B T ARG - B S MAAS:
HRCV A5 R B T [ 1 B 3 B4 R RAB ARG I . ARYE L v A B AR e B, oo
TG 7= i BB B v Ak R AR, A7 AT ) 5 N R CE R e S R A AR %Wﬁﬁ
Tirs, R s AP R0 A 28 2000~4000 TG, 12 HEFIRGHEZIS 10000 T, K
HAPSAT, B B ET LA AR R RIS AER A SE To C IRIEARE A g %%
BEE #12s BEAR I (i A BT AP S R ORI A R 5838, IR BEARFI R ML PR A ) A
BT LA TR AR AL S S8, o/ B Tk — L8 K zs .

FEMVET, R FRPLEYZ Exact Sciences fll Grail, JLHEJE Exact Science 7= 5 HITT

[1] DOI: 10.1038/nature22364
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ks LA BRI BB E

Exact Science T 1995 4FR57., 2014 4E#E AR BA T AR LAY 7= i Cologuard,
BN 500 2270 (R A T2 2 2125 2650 ) , 5850 2014 4E 4000 144,
22022 42 231 1000 S5y (2022 4T 300 T4 ) o RIGZAFATFHAE, 2022
AREI20.8 12365T, BIBRHTEN 55 5 HE K RN 25% , Tiite 2l 553k 5] 14.24 125558, A
LA 349,

WO, AL, Exact Science PRERAF TP 7K, 2019 4F, Exact Science
L 28 AZ ST 1 S0 3 M L e 14 25 PR 2 7] Genomice Health, 4813 Oncotype Dx
P CEPRTZLIE . ATS M . s A ) 5 [FAEIAS Oncotype DX FLIRIRE & A PF43 7
P A [ I I A B SN AR TE L 2020 4F, Exact B AR LA 21.5 1236700 4 B 2
75 MG I AATE KAl Thrive Earlier Detection, DL 4.1 /23570l DNA H EALHT & 4l
Base Genomics; 2022 4F, Exact Science ¥ Oncotype DX Z&51 7% i Z — GPS test ( F T K
R A AT A AR R BE43 ) DL 1423878 B 45 MDxHealth 23 F] .

FE] A P L0 P R 7 2020 AR PR ik, AR (SRR T ) Az AT (O
it HCCscreen ) 7EFT L0050 T AR, 2022 4EFIBGEL A HE I T 2R 5007 5 (4
BT ) o 2021 4R, WOMEMERRAY R PIE M TIE ARSI T, BRI a4k
Yiin e G & (R SFRP2 M1 SDC2 JERF 4L ) | SORZRMYSCKBE (K0 SDC2 1 TFPI2
SEDH AL ) DB ARAE i e~ B A= P i 2.0 (el SDC2 B [H HH BRE ) 4

B 16: ERizEMBATIRF R 2E5]

FREhE 8] & AENA A

2020 £ WA E¥ BB KFHE L ER PREDICT: £ 1.4 F A, #4211
2021 4 BT 4 £ ERFHRMERAFH R wmEILR: 67 A

2022 4 M R B PN PANDA: 64, 5 F A, # 21T
2022 4 e 2L R LA H KA T A RS &% 410 7 6

ERkIE  BEREEE

[1] Exact Sciences BN, 2022 FEEIHR
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FERIEDN A R RO e, DIAEH T ARRRE . AR IR I | 4 A
PP Y U VSt N A EL /N | 1 B o I 1B S R i R E S R VS DTN R v 2
AURTRETEBA SR TS . AT m g k=71 CJUHE “BeN” ), B TR L 2
EHEAERIESL, WIS R 2 R

g L S AR Z WO RO ), B Ml 37 B R AL BT Be . 2020-2021 4F %)
b7 Cologuard FIJ™ WA I 32 AR T S 2 i AR Al AL, 2022 4F PR DA i 4 A8 B BBy e ¢
ASHYBEPEITUS, 2023 AFGETT T e AR AR 20 . RMUBE A S I A iy ok 30— %%
FAL AL

Exact Science fiY] 2022 45585 2% B i5 8.46 /23570, HURA / B8 2 L 2.46, XA~
e T EA AT KPR B f a6 2 FHIRCR, A S S /
BN, BB AR KOS, XX, DAVRRERERE A ], HEATFRERE, — Tk
B BTHRIREA R, ERIFE b E R XA ST B Bt . 2405 A EI I B e e 13, il
SR EE . PR EREYT . mEE ST EIREE SR, ST ARG R . T2 A
BT AR IER; 51— M5 Prenetics HERH DB A UL “HiB” KRl
E R, 78 E A REAREI O . WSTREERE . s TRRS M i 2 By 4 it 50 52
UK 2023 47, RYIA9) 5 Dok U W BT 42\ ) Vanguard MedTech 35 I% 51, M
S5 B it R L ) R TR VU I Y b R T S, HE B R AR ) 1) i g 22 S TR R AR
MFA ColonAiQ® V5 HL Eh R VG 5 [F4F, RSt A WA 36 [ 2 i L 41 %% ( Breakthrough
Genomics ) 23 FILE R ARJE N e Shie e B i A Ak IR 55, 2 RS A=) B E0FE Y
[ RIEE M AT A HE R PDACatch™ IR S5 R .

TE R IR HEME RS BB FE /PR B8 B B M A b, — 5 T AT 225 R = )
SENTITX, AN SR AT XGRS, Bubd IR E R mEA | HimA
AR P S, A A A R R M [ P g v R A TR ST, ddd
FIFEEABEA B U RS BEAE AR DA A S R RSCRY S BRIt
Sh, BREMAR, BEERIEA . FREAMRMB TS SCR AL, I E AR
15 BOREAAT AR RN 50 n] S L S Emi i S e A BN, b i SC B R E KAR
FEISTE], T4 7[R o 25 R 1T 3708 20 L
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17: BRERIHRI Bk

Challenge 1 Challenge 3 . Challenge 5
Understanding the Finding and validating Evaluating early
biclogy and prognosis cancer detection detection

of early cancer biomarkers approaches

*Develop new models *|dentify risk factors +Understand markers in *Mew technolagy to
«Explore the «Develop integrated risk biological context amplify signal
microenvironment models +Validate in appropriate »Minimize invasiveness
«Determine consequentiality «Use risk to target pogulations of test ;
of changes SCreening +Analyze and integrate with +Continuous monitoring ~ real-worio context
appropriate methods /
- Challenge 2 Challenge 4
£ Determining the risk W Developing accurate
of developing cancer technologies for early
detection

£ B3k / Crosby et al., Science, 2022!"

IR H , RS A W) [ 0% ) PDACatch™ IR FDA A28t By 7 a il e o
PDACatch™ J&—Ffi B HE T DNA FIBLAE | T TR0 o JXURS: AR v [ M R 515 22 1)
AT RSB A o 1 PAE H e R A 7 U ) B AR et LA AR TP S5 R K B 2
TR 2 e A R T S R AR

5.2 IRk

PEBEIZHT ( Companion Diagnostics, CDx ) NI SC LN, BIPEREE 1GYT AT A2
MAEF L TR ARy 24548 S, e 20 (FRBEIZIIRIR T AL ) SRS T2 5 4.
FRAE FDA (958 SC P, FERETS T T80 P2t £ 2 J iT R AZ 25 T4 IR 7 = dh . AT RERNG
Y7 S A e A BIVE F DA S S 3697 SO o AT, i B ML BT 25 4 4 Y
(FeRIROLE ) 5353150 R (R R WALH ), SR EE G B <SR 5 [

S

[1] DOI: 10.1126/science.aay9040

[2] In Vitro Companion Diagnostic Devices Guidance for Industry and Food and Drug Administration Staff, FDA, 2014

—
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18: {#BEI2HT LA IR AR

0 PR 2 -
J .E"gi  mll G mn»w
[ —

: Y
Cancer patients with Blood. DNA, =
e.g. colon cancer Urine and Tissue Analysis
Effect

{5 B3kiE / Crown Bioscience

PERES W B AR SRR 7 40 AL, TRl 2 2 R 2R A7 (414 DNA
S5 P RNA 4. TMB. MSI Fl PD-L1 439745 ) 3K, 7EA[E B &b By 2A i
SRS RIBIRRERIE, FEii G2 . BRI R TAY2E A B RS T, 815
TR 43 T2 e £ RIS WU R EA T 40 B A =B 3k, ARV R BR Ss FED) i TF-B
5353 B 2 BARYE NGS M PF-B o IR 4343 70 388 3 XoF o9 90K 5t 5 R 28 S5 Py 000 A
TESAFERT, LN 5o A EE RS PR R AR A T A S b A AT 24 ] f
Ttk RS HHI2 W R A8 R TS WEIRYY , TR LR S M OGP FE AT

PEREZWIEG T 1998 4F, EETIEFHIZY; 2014 4F)5, MRS WS 00 250F A A 1
MR, X —4F FDA KA T 2Rk E D ERES WG i rg , MUE 20 T PEREI2 W4l Rk
PELGYITEM RS 2016 4F, FDA & (RSMEREZ MG FLGS 7 25 3L R AR )
PRI I ) 245 55 P RS W ) A A4 T i R 16 AR 47 TR T o

® 1998 £, FDA #bVE & > [ 2 B7 3% 7| Dako /A & (Roche ) # Herceptest, & T &
% HER2 [ ¥ 4 7 M 5L M0 & 3 f# | #8 3897 (Herceptin) 677 o

® 2011 %, & /M3 T PCR ¥ % B CDx # # #, B Z K % W 8 cobas 4800 BRAF
V600 X & A, #itAl BRAF V60OE ff 26 4 5 3k B ( vemurafenib ) 777 9 & & X 4
e

® 2016 “F, FDA #tf & 2 T NGS # ¥ f i I & FoundationFocus CDxBRCA,
AN BRCAL/2 2 [H 5§ %6 & # T 46 )7 K #8 B, (rucaparib ) W % 21 #y 7 0% B4

® 2017 4, FDA #hEa ANz A (JE 3% Br# 52484 ) K Panel ( % & A% [ Panel )
£ 75 W7 X 7| FoundationOne CDx (324 ANJE [ 8y % 7% fn gt & +MSIHTMB ) , 7= & By B 52

—
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A AT 18 7 BA EEREFAREEAEL S0 XL LA LR,

G FDA B WG, #ik 2023 455 H, FDA SHILHE ( Cleared or Approved ) £F%F
61 Ry (FIZignal 4 ) (053 FPEBEISITRUA [ rir, EB AL e, 5 R
NN . FLBYE . S EIRSE . TERORP-E 07, 2011 4ELAET US4k (THC) F
S 422 (ISH) ;5 2011 4EE 4, PCR B FDA HEHER CDx v i ORI R (i
40% ) 5 2016 4ELUR , NGS HAR M EEERI HAEZ LR .

FE MR T T, % 2 i U Ventana #l Foundation Medicine J88 CDx i Jafe)
(S FBHLR, YR ZHER (T Dako) LA, HET NGS HARM CDx KHleA ks 4 ix
BRI, HET L] REREY 2. SRR RMEISEN ., MR 2022 AE IR, &
[RZWI A E Y298 200 123670 (177 /2563508 ), TR R 3%; fEREI2 TR mim e @
ORI EIZ N %5 1% FXEKR, SILRE, 2022 8 R2Biife 7 FMIL HE BB, &
[ NMPA HEAE RSN il A B2 iR A 08, NGS REREI2 IR Bk 5 =™/
PRI CDx AEFR 1 & R SR A .

[1] List of Cleared or Approved Companion Diagnostic Devices ( In Vitro and Imaging Tools ) , FDA

—
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19: FDA #UEMEERIZH =R (BZE 2023 F5 A )

FDA it B+ BEIS BT RIAR S S 1t

" HER1/2 | 37% “BRCAL/2 | 8%

“ KRAS | 8% ‘PD-L1| 6%

= ALK | 6% = BRAF | 6%

= others | 6% = RET | 3%

= PIK3CA | 3% = ROS1 | 2%

= NTRK1/2/3 | 2% = multiple | 2%

=IDH1 | 2% = FGFR2/3 | 2%

“ FLT3 (ITD/TDK) | 1% MET | 1%

“ PDGFRB | 1% “EZH2 | 1%

=FOLR1 | 1% = ESR1 | 1%

= MSI-High | 1% = Ki-67 | 1%

= HLA | 1% = IDH2 | 1%

=TP53 | 1% * Myriad HRD | 1%
TMB | 1%

FDA #t 4R+ BE12 i i& A=

= NSCLC | 39%
= Breast Cancer | 18%
= Colorectal Cancer | 8%
“ Melanoma | 4%
= Qvarian Cancer | 4%
= Solid Tumors | 4%
= Acute Myelogenous Leukemia | 3%
= mCRPC | 3%
= Cholangiocarcinoma | 2%
= Gastric/Stromal | 2%
= Urothelial Cancer | 1%
SEC|1%
® Leukemia | 1%
= TNBC | 1%
“ Lymphoma | 1%
Obesity | 1%
= Thalassemia | 1%
=ESCC | 1%
" Multiple | 1%
= Myelodysplastic Syndrome | 1%
=TC| 1%
® Uveal Melanoma | 1%
= Cervical Cancer | 1%
= HNSCC | 1%
= Pancreatic Cancer | 1%
MTC | 1%
Aggressive Systemic Mastocytosis | 1%

FEERE/ BERBT 25T

KEEREZEEL T 2018 4F, T JUAFERJRME, FZIETE NGS ARG 711 . R
CHTRBT IR 25 Y1 R B FH AR S0 (2022 4ERR ) ), 57 Rl 25 SLAER2 W, (548
i 509",

® 2018 5 1 A, #HEG/ ML W &Ik 44 SuperARMSPEGFR ( #-F PCR)

(] DIREE 2Rk, 2587 EGFR JERNA5AT ALK BlAPEEELUE PD-L1 K0
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@ 2018 4F 7 A, RE G/ NGS b tL a4 by 7= & 3k Hk: W@ E ¥ 9 A EGFR/ALK/
BRAF/KRAS 3 H R EBABM KA & (T3 R LN )7F%) ;

@ 2018 £ 11 A, HEE/NNGS ZMEHEM DB RH#: XEEWHAL 10 XERE
BA A MR A £

® 20194 6 A, hETHFH LB R EINE T K ER;

® 2019 5 8 A, REHEA PD-1 £yupHkaL Hrkat: R L WrEy PD-L1 IHC 22C3 pharmDx;

@ 20204 8H, ER%&LEEERETHEREAFITFH & (CMDE) KA & /MEHE
VT R RN B B A ey R BT R A R Rt R (ERE WA ) )

@ 2021 FF 11 A, EXRHGMEAA (Fohhg 204 oy Ak J& o 5 B D W7 38 0 I R 3K 3 7 A
FEMFEMN) o CHEARSSHRAES N KRB AR EMFER RN ;

® 2022 £ 3 A, E/NEFF PD-L1 # Ml kA & (BB HMEMD I ) HKak;

® 2022 £ 6 A, CMDE XA 5 4058 25 41 [5] 25 #F & w9 JR 90 RE I 35 BT 3R ) s JR AR 3
EME AR EREN) o

RYEHE R ARG, NMPA HEHER) RG2S W™ i 40% &R feifiE (JCHDE
AE/NARREARE ), AT 30% i, 14% EFUME, /NMERR R A o AR/
FERHIZ BRI T AE T7T90M 25878 . ALK/ROST SEH Rl A S5 AR 5 o 7 i) 2
MEAZHE, SIRRTRA —ERZE, &2 — DR s ALt RES W K ) 24

HAT CDx M3RAL VD P Boe A i, FERESES, Bt LSR5 LDT (52
Ka [ BT R PRI H ) TERAEBEIM TR, 2T R LDT R VS Fide 40 15 .
KLk F, MRS W™ b AR R R B R R, s )1 2 — &M m 25 &
&1, FDA LR cobas EGFR Mutation Test v2., FoundationOne CDx. FoundationOne Liquid
CDx. ONCO/Reveal Dx Lung & Colon Cancer Assay Z5EBEILZ MR " AT LIS X 2 F (3-5 )
RITY EREY SR, IR RIS SR TR T S,

5.3 MRD A&l

MRD 48 121/ Vi% B9 4L ( Minimal Residual Disease, MRD ) 543 1-%% B4 9%k ( Molecular
Residual Disease ) o F.1E 2007 4F, &[5 DUR¥E MR 20 £ K7 1) Alexandra Irvine 1 Mary
Memullin XfULMGSHA ¥, MRS R (IR EFE 2R R, —/MNaaEk, BRIE
THAEAFAEN . AR . AN BEIE i 43R A v g 4, B MRD.

[1] Device Indication for a Specific Group of Oncology Therapeutic Products, FDA
[2] PMID: 17288299
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W
|
okk
N
P

& 20: 121488 & B MmEETT R EZF1 MRD

I >

" 1w log Scale 10 10 10
=
g N Minimal Residual Disease
2 B |
s i
. ||| _pertiat || Complete Ti—Maior | —Gompiate | |
£ [~Molecular | |
£ : 4

19%-35% 0% 23 1og reduchion | -
g 1 ew* || Pn" ||| e R
asifvhsl i JEL. e ~ 1
o "
a2 Percentaga of pationts > 60% = 35% <5%
(Wouiration not drewn to scabe |
of Pi Free Disease Survival

{5 B.5kiE / Rachel Frazer et al. 2007

MRD KA B3 7 SCRYPEREIZ I, R R B AR B3R 7 A5CR A A2 & Wl i T
BT, WL AR R S AR A, A B — 287 . % MRD
A B T HEf# ctDNA, 38 NIPT,  FRATTH1E I EE A7 7E Ko 19 40 3% 25 DNA (cell—free
DNA, cfDNA ), % T2 A , cf DNA 265 K53 FH IE 5 40, dA A0k 1 g i i —
BIAEERHHEE DNA ( circulating tumor DNA, ¢tDNA ) . BRI 4HIAESRAE . T %5 i FE b AN
] i BT ctDNA, (EARAR A9 LR/ (R E /N T 0.1% ) , sl il e i
PR BB IR LY ctDNA I TR BT, e A R IPA G g 2 R

MRD GG 2 & PR B &4 AT 5.2 A Mo MR PO R 24678 B e i S MR
XS BZAZFE Clinical Cancer Research |- % FA-1E /NI il w1 22 0 BABIAF 55 330
il 1-101 A8, 950 Iy ISR AEA ) R ™ R, ARJ5 3 KA/ 30 1A H «tDNA P (Hp
MRD FHTE ) AT8EAG 7 Ul g &2 & K (HR=11.1) , RURIETEHE TNM 433178 Y
fe A 9 BE A

N F, MRD 46 T MR 2 A, A0 AT SRR . 2016 4%, [EIPR B R TAE
YK A 2 KA BEE T MRD PRSI [F4AE, NCCN 782 &P B8 141 PR 46 g g
By MRD K5 2017 4F, 734 K2 Maximilian Diehn Z{4%7E Cancer Discovery | % F3E
T ctDNA 8 MRD A& A s 2018 4F, FDA i 7 B HET NGS 89 MRD 774 ( Adaptive

[1] DOI: 10.1158/2159-8290.CD~17-0716
[2] DOI: 10.1158/1078—0432.CCR—~21-3044
[3] PMID: 17288299
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Biotechnologies %) clonoSEQ ) JHF 20 ibk I 4t (1 I 58 22 & Ph5- 5698 H 3 A9 MRD A5
JFT 2019 4EGN A BE DR ; 2020 4F, FDA IEZ A MRD H T IR 24 90 A A= 9 il o o 2 17
FEr " 2021 4, NCON 4 st ra il il 26T ctDNA 1) MRD K530 AT A 250 PPAG 52 S KU
2023 4E4E 79 CSCO F6 I 1 7€ T MRD 7 11 HH45 sy s S0 .

MRD #; M 3k &8 AL #4 Natera [) Signatera 1= & 2% F “WES+ % i Panel” ) Tumor
informed %RM&, 7E 2021 4 3 F 345 FDA MRBERAINE, Bk 202343 A, 754 0
MR e E R 6 . 1. I I R0 . 28 e iRy e . LR R e
Ji% bl g Wi 000 RN LR Wi . Guardant Health i MRD 77 Guardant Reveal SR F “H 354k +
FE R AR 1 [ %€ Panel” [ Tumor agnostic 50S, T 2021 4% 4 H A4 41 2 T A FB I R 52
B IAEIE (CLEP) (AT, TR AN I R 25 E i 38 MRD. PR k45 H
4.

2021 48, R—IHARAEL GR M T IREE A Ot MRD BASIFlE AR HFEHR)
?mtﬂﬁﬁﬁﬂh/l\fmﬂﬁﬂﬂ%%%*ﬁ{ PEVIBR ARG, MRD FHPESR/R S & KR, EELE: 3~6 4
J 47— MRD Wil 2019 4%, BRI 5 Natera Z5 1T WML, 5 H AR 51 Signatera
MRD #i T #AA MRD A 7= S 7EF AR, [R]I 10 42 2 e B DA I AILAS & A
T 20 Ff MRD #5007

F T MRD 3£ R e ieim A\ 05 2 & W4, 5 5[5 25t & Res vl &, HRis
KAKEIMBLAE 5 254> G5 A4E MRD SRANEB 250 A, S8 5 435 LDT 40 0J7% Ho F MRD 1 FH 1)
FERHEA

[1] Hematologic Malignancies: Regulatory Considerations for Use of Minimal Residual Disease in Development of Drug and

Biological Products for Treatment, FDA, 2020
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FISG AR P L, RN e BT IR R 2w, B
DN DL il B2 W 27 IS 6 A # SCHE RO, I SC B 2 DR SN A AR B o rhar Ay
Wik, BALE T FLRTF ARSI, X AR T 13 B 2 —o

M U, IR AR R 20 . A R IR 2 . A A L ) S AR I
% 8 A BRI AT T 7000 R . BRAEEIIY 250 Z R0 LR R AREE TR, S0
HREITE 44N, FRIEZAA 2000 J7 R WHREA, MRS MW, (CEARE) 5% A
BT TS

s, HEPING ST oA H TS R IR e PR AV 2 B B AL T — s 7 A
G UL A A A P A B AT L 25 ORI AR BE PRA 7 B o T od
£ 54, 2BKAT 20 KRG AR TIPSR S0, 2019 4F, s HI 24
(Takeda ) Lk 620 1236 705¢ MU /R 2 (Shire ) , FRAFTEZE UL IR . 22 DT HRACIH |
WA RGIIRAR, HETZ 50% B IRHT B H 0L

& 21: 2008 Z 2020 FENFHAELZ S E

30 | 26.8 |— 120

25 ] -»- Number of deals L 100
M Total deal value

20 B Total upfront cash and equity 80

Value ($ billion)
-
|
z
(o))
o
s[eap Jo JaquinN

2008 2009 2010 201 2012 2013 2014 2015 2016 2017 2018 2019 2020

15 B3RIE / Nature™

[1] (2022 FREZFEIHE TSN ERS )
[2] DOIL: 10.1038/d43747-021-00161—4
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2022 4F FDA #EAERB 260, 54% (20/37 ) 3RI0JLZY (CFUR25% ) Wk (X4
FEBITE 2021 402 52% ) o Uk 2022 4F,  (IRJLZNHLEE ) Mifi Jo i 39 4F[H], FDA —3L4z2
T T 5828 WARJLZy ek, HHeuft TH AP 952 T, FHEULIAY I, XL L& FEWIRAE 12
135 B RR ABUIR T 20 77, B0 R ABOE I 20 T3 (R 7E S A 1R TR BRI ik
HZZYARESASHUNANE ;. IOLZY A MR HBOR X W —E e, a5 iia
AR (BRI T4

UTAR, FEFFS R = WA S A 2 PR e, 2 5 WL PR RE D B, 2019 4F,
FE A GDP %1 10000 32T, 3 102 2E5 WAk AR S T 25wl Bt i Il st e [ 5 T4
ZeAf oA CHR—HF U A %) JEah L, FERERFIRIIPA TR W55 2020 4F
[l 5 Be A A Y O TR BT R IR BE DGR O T UL ) rh 4 i SR L T 25 PR B pIL ] 5
2022 4FAE I BEEG T A SRR ) R (R AR v R ) R
5| M AR s == DL 1 BRI 25 T A o Ak 2022 47, RIEEATRYT 26 FieE UL
[ 45 Bl DL FHZS BN A E ZE ARl F SR, o At BT B 5= IR 2519 519%

TR, FPNGIT & B AT ATE A X T REBENRYT, FE W
BER LA g B PR S LR v T AR A R A SR VSRR, F 5. AT 24 20 SRR TR
J7 A BUMACG . FEERHUE RN RAE . SRtRA0MOR S5 . ARSI 104 (BCG) s, M
2010~2020 4F, ¥ 6 ZZZAIR I T 50 23, i 160 12,35 70 A 41 A RIGT7VF AT BN,
WL A2 380 {236 TT.

HR A NMPA 2020 4F & AT (FERTATT 7 5 255 0F 58 SIPMM BoR T8 S ] (AEsK 2
i) ), BEBATT T AGE R oA TR SR A EER R B R 1k R RL, R TR
A DNA ( BTk ) . RNA, BEPRIBGE R eE . s aiinss . S ANKG, BEBEIGT
PR AR P A XA AT AR ) 35 A5 IR A T L e R ik Oy xRy 4t b LAk
FBIRIT H A,

IS EEENRYTY . DIRYT R AR RN IR AR N T, L RSN A R A
AR, St 20 S ELA SRS 2R T R AR AR SRR, R /NI PR A A 28 AR
AR 5 RPN IE N AR SR S TR, RSkt gy, BRAErEsEss, OEs i B 4
PERI 3 MBS I, JERAY T AL LA RS AR 1 35 PR e i AR RN DR 4R H AR P
K, MWEDLZE, FEERITT R EAEZIRZY . CAR-T (IEMERRIY, CGT) %, R
FREEAERE
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7. B2 5EEM

R WHO iy, 2BKA 821 (AN T EFKF-LLT, 151105 ZUFILERE
RS MRIGBA FERE ALY, 2050 4F, Ry T RS SARAS AT Sk 1Y 5 4 77 R Ge M ¢
PRk, ME =R 60%" . F& MV AR R B AR R 28 BB I o0 1 4 RTE 2022
4 b EZRE TR (CMF) _FiRE), REREZSIEZEREmA MR, B
15 FE R A AL S REE R B XU . ARHE (CMF P [ 22 A 3 4 R &5 ) P, 2015 4E LUK,
TR B PSR 7 A RUETE 6.5 /LML) B/ e, FREH 8% Bk sl T
19% I F o L2007 4F31 2020 45, TR EARLEIH 9% 5 42 7 Z 0] 1Y 25 BE A St ARG R T 4
2020 AF AR 1.5 420 [, FRE A ERMAEHLELZ [ 2R, flin i
T OAEE T IR 80% MO, FREIM AR TR (D) ARARET 2 {2l 1= P,

& 22: 2000-2020 K EREETSH R

#0000
L=l
TO00G
BO0O0
0000

3

m
40000
30000
20000

10000

2000 2001
"-MALS 48091 45191
“HMAAR 40842 8081

i
§iy
i

2008
48265 40583 408
19 a2

FERE/ BR%iTB/. FAO-OECD, CMF

2021 4, AP TR S8 IR I GE I (L IRXATET )
S EAUAP IR L AR T RIS R E KL RIS R s I BURIHE sl 1 A
BARIOE, AP EY B RN A 2022 48, thje—S 304, kRl i
FEZERBHFE D, Ml AEYEEARIH; P ARILAIERT%) 151,

[1] DOI: 10.3389/fgene.2022.832153
2] {CMF fh[EZEWAHEHRE ) 45 1
3] FRIBEER . CRPEE. AEWEREER L EHT )
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E KA R REE BT AR R R BORE A SEm RIS W Ty
PS5 TR AR

AL AR ORAHE, REIMPIRINE, —Rfbm, —RiEmer™&; m
F [ NS T A J2 T 4K 1 40% . FERFHLA BRIG DL . Zahf 2022 4RRE ™
HRUELE 1.3 LT VAL, TRt R I Al R OB AR T s

YRR BORS S MY BUEYE S R AR, AR E R AL
AR AL AT O A i — A AR A O e I B bR P T AR R
FRIRYIEIE T | AGascH Rl (B ) T aM CGERRESE) o BUUEDER
EERATEM, HTYUEY LAY S P idem . ah B R LR TR MR S 5
S, AP, 1 E AR AR, P A A AReR

FEFR I HAT BRI E M) B Al U R A = e - SeA: RO ATEA . AN 1960-1971 4F, FEFE
AN EL P E R 222K =R BE; 2017 4, BT BB & B R Asc
mn Al CHPEE 900 CREAL TS ) 7 FEign N ™ 1149.02 415 2020 4, =T HIATE
TR SR R 23 i iR 114 2 FE Tt A5 Bl /KRS 7 Eh i B A R T KR 2022 48, fGRcE—JER)
R BRI, E K SR R S e | 7 28 3000 76

IEAl, ZAEAVEYINE A ERAR A SR Y AUR SR T I 2 —, TR AE TR P b
T REEBEL R 5 BNt 20 ZARRIRE , FEAR R T Wil F R ST, TRt
o3 AR KRR A, Bk H TRk — R — R AN Y 2 A AR B AR, S
YRR, ZUicE” , AR RS 1000 2T 2021 4F 11 H, HOIE AR £ 4R
AKRESESMCE P AR K RE R B e, AR RE I E AR 20 AT i+
HEAMLR 54 AT

GRS T MR R MR, 75 B R R R e, ik, &AM
FI04FERLE; SETHRNBHR T ERY, AASCEIA Y E R RORTE . SR

or TR ZFEOR, WAL (4T 1987 4F) | Jr Thrichl Bk £ Al 4x 2k
PZHEERE (2001 4F) | JEIZi%E (2012) Bl AUEY) (20224F) , DAY HAE—ANJa 0]t
(REES AW

(1] REE™: (iR EEiEsrl SR )
2] fEEERANTEM: (Ha2dEwaEh)
(3] JERAN: —FhZl! PRYINE 2 F 4K Fe st , =i 1000 AT
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B 23: 2 FHEMHEZRA

AFHEH it AR
A E logy TE—MMMB RN EEE 2009, RERLBEARALEERE M EH %

HE 5 — M, KEFIER AR (AR F AR A — M R E K ),

Bt FARIE (QTL 2 GWAS) 4
1997 A FZAEEEHATREMRNTN ET MAS AT EH B R EABR G RER
Fue

ST ARIC 3 Bl
# 1 (MAS)

Fl A FEH 4t SNP AL Bt
BILFHAHAE (GEBY), ffkws
GEBV By AN, AR B R %0
T Al

2009 £, 2 EE R T2 A R 4 B 1T 45
B, B4 GEBV BB H A FIEE KA E
FuHE 4,

AXEREA®EE 2001

AL F N F HEat CRISPR—Cas9 & a5 H 45 e &

e L 2012 &A1 4 A B 2R E BRAT B AR IR oty Waxyl EEIEE THE E £ B0

ATRIRE TS &5, 2013 &£, ZEWMNAFETAMMEEE Amyris 2

BREM 2022 etk AR R AR R O

BERkIE/ BEREEE

A RA AR 2B BL. R RN EON B EOR, S Fhricii Bkt
FRM TG, WFBIRIE I SNP B Fr . 8 SNP S R K R B il Iy (fjAE2E A
A Fr o RE N A FTIN Y ) o BEERNAERR R BT RBOT . SE B AR i
Bt . HAPBOR et GRS R A4

LB BERE I KX L A BB TSR Ml e . AR TR . RUE . DU4E
KA A H], DNBSEQ-T7 457 it LU i i . BUASMIROL A, (A5 25 1000 e Y 4 R DX 2 vk 4
HARB R FEMIRE A" F AN EZEARONE, IR LA m R AE
PR E RS20

[1] DOI: 10.1111/j.1439—0523.2009.01705.x
[2] DOTI: 10.1038/nature12051

—
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B 24: HFHRicEBIERE (MAS) MERREE

o e
/, .M{_’) i AZ(R) | — m_-::-r':‘w b

[ = e T e

X L n T (e
Recurrent parent l Donor parent} ::':":(:';:-';.::“"-"':-::;—"'
MAS % X [a1(s)]
— [ m
—_— breeding
1 1
Y ¥ PR ¥ %P
1 2 3 4 5 ;] T 8 9 10...2000
Lﬁ -
\\_\. | I I I | Advance to next _;’l

generation A

{5 B 3kIE / Front. Plant Sci.

FREE TR T IUAKEE, 4035 1976, 1986, 2009, 2022 DU/ TR L1 B[R] Y A o
FERS e 4 KR R s %) 2 B B AR L, ROk Y 3-54F, TEMFSY . Ak =k gk At
B R

B 25: HEEYHEHEERNEER

i 18] RFRA TS

1976 % Zerc b iﬁﬁ@M%%%ﬂ%ﬁﬁﬁ“i%"%é%5$ﬁ,%&*%%%ﬁéﬁkﬁ

86y HEIELL R, B MEAEWERRT AAE, EEHARER
1986 % ATHR o mzk s ks EE RN,

2009 £ R AHEEEAML, B, HMEENHEE, REBHETEHRELEREIRE
- AIEH: AMEEAAR, —MHEEREX,

2022 4 SR R RATE A 2022 45 1 A A R b A H i 2 A7 M 4e w8 (R47)) &,
= 2023 £ 4 AR T B “2023 SR JF L F G A % AR .

BERkE/ BEREEE

[1] DOI: 10.3389/1pls.2017.00985

—
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2017 4F 5 H, REAM AR DTFER TS F KA T ) CRAYs 5 ZE 4
FRBAE I RATEI TR 2018-2022 ) M, BT 55 3l i A R AR A B 55 A L 7
BRI R CRRE TRIRIEIN S5 Sy TARic s ) | ARSI R B BELL Ao S
PEE S A E M 0 EAERLRIRESE , 2020 4R T 6 DA MR (% SEEHAT | 208 HA5 .
WL £ AL SERVY ISR ) 5 2021 4F 4, BRI G2 KAl T R TR E MR T
ey, HWEHSEER M 2x i AR 5 2023 4F 3 A, EEE TR R
PR OFEREM ) ER7 , EXUME TRENSEEARB R E MR T,

AR S Ml AR A AT 1 22 R Bt XA A AR 2021 AR BEA R FR ™, 24K
FRFEHEIN | RN iR S50 E EOR RO, IRPTRAEAL | i HUI T AR 2 425

26: REEMHEMHRE

EX EMETRHE

2021 4, FEBAREMBUE T 5 2L E ey oy A AR AR A, BB K R T kvt i 2 35 TR A A T LAAE
PRI T B T M PASN B N AR AR

AT B TR (s R, ZEFE 4 Frak 5 B R AT 30t R 2018-2022), 2020 #5176
ANEMTR (B, #2085, 4F, B, DSa X AWEEH),

WA A T

*E

HA  ARREARESRCHOREDREN T LT E,

HRE T 20214 6 AMHEHRE —MLEREARERATIEBRNE R

FLRET [Jzitu#EETMENRR.

MR A BRI M4 £ PR, 1997 AT #E A iR R, #b 2021 FEAIET 27 T LK,

Lk 3 L PG A PR AR 474 280 F B (2020-2021 4 ),

g 2020 £ 12 A% 2021 4 8 H, MR MR KEH N T M EAER (LFEELR, KT, M
BiE) MATE G /AR AL,

o A E Bt AL R A FE R L EEY; EAMET AR T L E I R NIEE

;SR A il =k i P NCR R e Y& E Yl X E N

BAA Kok, R EFHLBFRBK AT UL R R T IR AREFFTAEDTA

5B 3kIE /USDA, HEFEEZmE

[1] https://www.ars.usda.gov/crop—production—and—protection/plant—genetic—resources—genomics—and—genetic—

improvement

(2] EERAEMOLE, KERLRRNHER™

—
RIS 2Russ EBEE www.geneclub.netcn | 53 |




2023 ERTVIEE B

e

TEAEYEM I, SFRUEE, Ml e aseml 1% E, filin 2017 4rh
FEE T UG TF ik . B 543K 2018 4F Bayer Wl Monsanto, FF4E AT 45 B 44
BASF., FREH—MRAEWEM (HFEF) SN HN B, RESTFEMED T Ei
XA, (RPN, FEPRGHAC A —E 20, FAERMF R E ., fol i
HEEANE, BAER S BORACAEEY | AR B 2B AR R, [ A H T T E AR
NPT EE i (FNEZS DN, FARORmAL ) , BRTLARIENY &, WiF—2 ik
WEEFEALRH , 758 SRR R R, T4 se 4 1l el e s+
B AR MRS B B EE = O HAR MRS A, s> T B M E AR WA & . F 4k K=
A

FERERO, BNEYEMH ARSI —RITIES, ARG S F 2
THEFEAN RPN 2T LS B — IR A P RIZON o T O Ak AR 4G
Hendrix Genetics ( faf 220853301 ) | Genus. Z&F4W) . FBES 2% . Eml . B AY55,

Hirr, Hendrix Genetics J& Hendrix i FEMA ], B EA LT TR A EFEIR (ARG
FEXG R KOBEE ) R F iR AI S BN 22— DU 50N "R R B P A% A A

ok AR YKHE T b BERR 2% Bt AR 430 5 A W A O AT ARAR R BE - 5
BA, £ 2018 AF-AE 4 Jk 5] Gt 4 1) 28 F AR 55 7= Ml 5 b A 5% 1 BT [RIBF I B0, 2023 4
AT N IR AO I R G A & e (R RIR K G ) | IATHEE, 25F
WIS G E AR RGEEAT R T U= R L R KAR . AN L BoK, PR
BRI . R, @A Tl Trye A /SR e £k . KRS, R GABA Tl ik
B C ARSI,
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FTEHD NEG=

8. EAERmMIE SR

2023 45 1 5 H, WHO BT HIRMEIEL H NI AR Mo LEAm, B e i A
IR “HEBRCHEMRE R AT TARM . WHO ATFIEHE B, 28k 2G5 Eihie
afiliEr 7.6 ¢ N, FET IR BT 690 7N, EPFRGE I 4HEY (IMF) Fl i3] 2024 47,
BN 45 IR AU 1 U SR = T T I Y 12.5 42360t

LY R N BT IR 22— SR LA SR (4045 14 20 i DEAEH ( B ) .
16 At iy KA. 19 AP EERL . 1918 4F A IR IAT A5 3 20 Z4F5K, M 2002 41
SARS. 2009 4R H S HINT &, 2013 4RI EHR . 2015 FA9ZE KR 5 2019 4F
(BB R T, T KA Y i & AR R AR B ARk, P 3~5 AF—IR,

ARG A B SR RGP A — B, R O IRCEY), e f B sy
A RS s ) ARANRSIE, GER AL Nsuh B2 N, SIERAL
HAGE G BT BRI RAT A G 2 oh, i 3Lk . TR . 45t
T JERE . MERERETE N BOAE Bt N R B A= i R A R R FE RS

MR IO . SR TE AR AR B SR, 45 2 T it
ifabl, MR, FRTERAORIASWHAR G - e e kol | ARk | B

B 27: ZEENERE

i

1. Obtain Specimen: 2. Extract RNA 3. Amplify by PCR 4. Interpret results:
NP swab from specimen with SARS-CoV-2 presence of viral
and convert to specific primers. RNA indicates
DNA. active SARS-CoV-2
infection.

EERIE/ £EMEMESER Y

[1] https://asm.org

P —
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HRAEGY i THAT R AR H R WIR RO, A2 B2 W okl FoK
WO B 20 UGB T AR A I A B e R A g vl 1 DR DR L R
il FARAS . RGN VRO B R AT, A LR R PR
A5 M 2 PSR R ) ) M 8 e JE 0 )/ i 9 AR AR SR U R ( DNA I RNA ) it
PCR Y™ (HOR) Ja AR, B NN RS R 5 A IR B E IR, AR A B
KUK CHV G ) KT 35, MRIRTEAEA I IR IS A DI AR, IR A AR AR R B]
P RS =KD P A
© i 3w BN T OUR I T, IR SF R R R e e R B KR SRR
ATt EE PCRA (RT-PCR) , . BB IAT R A
O EFUHFRALERS, LAKE, R, GEENAIBZRAN / L

FETR AN AR AR | AT RV E MR AR T4 SRR, R EE R A% Yo A o i
RIT% . TERRPENGITAR, AR AN 1Y) S MAB A0 NS =5 SE I S S R 3 S IR S 0 3, 4%
FEAH DG SCPFZER P PR EBEE 100 FRAVA L ERE . Bedi tpo @i A G SL g = s 75
2020 4FNEHT, FTA ZRER G BERE DL R BN 20 1 GG B B A IR R A RS I e
DOV TS0 = (SRR & 2645 (PCRAY. WP . FERAEE RS ) | BARRILAA &
SRR

BV, T BiEAK AT R LR E AL i, BR T LLLJTT, 3 EER 3
HRGHEBL, MN# mNGS . INGS SFHARFAIFAT i T L2 77 bt o

H S B R AR TR B AR ) AR . 2R DA R — AL, el PR | B |
T EL RN R G HA R AT % FGI2 Y cobas6800/8800 RSG5 K CCM ( cobas®
connection modules ) I % HELMER T 5, FRFERN 4 A AT RS MGISTP
RIS A H SRR A 722 MGIGlab 291, A B4R 42 A sh 3L PRI S5l £
% Magnis BR, B AW MR — AN B Sk 2 N AR SOR T,

[1] CHESEPIRREGIIT 2575 (BB=R) ), 202051
(2] CRrAUERR R R RIR P72 (BIUR) ), 202263
3] CRTRE— PR RIS IR D% TIETT S=A9MAT) , 2020 4 8

e
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E_#o NEH=

& 28: EXRERMIHIENEEREE KRR TT R H

233k o eI
[ 7 F A e KATEEEL, EEAS
> A% o Yk 22 ¥ Sl
BRI A zgiZ%+k£E\%wé%\ﬁﬁﬁﬁ\%zé%\
il
7 KES. Bkt HEAH, THE.
SRR AL %;ézéﬁmgﬁ\%mi%\%ﬁé% T HEF
K X2 & PCR XL ZRpH. SRR K, HEH, £5., BE%
PCR 13
. : “3k. RainDance ({B4k). ZEKHr. Stilla. SRE K.
7 (RER B Sk, HRLHE
e R, FXY. PRV E. FE K. Singular Genomics.,
FREMFONGS) 2ot by loment Bio), BALM . LBERE
P=ZNE

FE PRI (ONT), AP A4 (PacBio), FEAE. Z/FR.

KB 7P L Ay

ARG ek, PROW, BARR, BREHF

o

B LR L BRI & fRFE, WREERE. ZROM,. BEE

B LA R &R R RFR, BABR. BPHH. EXF0%

B REE/AE/ ERGE CKEHE =Rl

FEEFRE/ ERE

AN, MZZRERALF (mNGS ) & JR Mk AR ERE H 7 (INGS ) BB KA
i, 7EHPEPUE P2 AR S 2023 2R RS BRI 2022 AR K= b B F A A
FRHE 2023 4 2 H 32 B MIRGE , 420 3% T U aE i & 5 tNGS SRRl i # 17 J5 9.

Hh R A 25 AR E WTFE BE 2022 4F 6 A (O T IR S 1 0 i 22 B A I G I B2 A Tt
EIFRIRS AR ) , FEH: “INGS M 2 8 PCR 445 i i Fr PR R B 45
A, BEXS TR IAEAS rh LA 2L A B R Sl B B T R/ sl 25 B DR A TG
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TEARCHE RE A IR A DRI, 1 2 L 0 R/ it 25 5 DRAGEI J7 1T, «NGS AHAS mNGS
HAWG I ERE IR . U AR AR H, LI ARG 6 S IE 52 BB B A G o

INGS HI#% e £ 8 PCR, Al LIE] 300~400 i, XFH% 38 PCR By 10 AL A 42
ZEM 50 H, TERBUEAFRRE AR BORCH R IRAEIUS M PCR 9 1K R
PR s AHXT mNGS, INGS R AR AR TT LU F6 D panel, 78 55 — 850 W WK B 22 B RS 1)
Hisg, (AR, Vbt nRa b A




F_8n NABR

9. EMH A RERRHE

HRAEEARIAT] JAMA W8E ", AP 2520 57 BB & — s 2455 4k 1 T 3 10 AR 1)
gL 9.8 42550 (P g, TR, MEE R A R m, M 27403500, 2
i BTZEA IR AE] 3% (LLIND BEANIEEOTR ) |, FESRITIRIZ0h 8.3 4F, “X” (10
AR 10423570 ) JRIART 2 A0 2 B it B BN, FH 18 O K P AR BE 42

VAEDIE N 205 hRaS DA RGN, ELE 2 R AT25 R B L I PRIKHG . HEREIZ
Lo bvi SRR S M 2N 2 A A TR R DA ) B SAR o AREE TQVIA 199
PR ™, A SRAE R R 2 R IR T 9 A ERR AR IRR R, AR AR IR IR B
B A8 8%, IXH IR ATHRT; 27% AR T HE DN i SRR AR M IR X )
AW AR TR A

B 29: Hifkzs Ipilimumab BT % EHA

Preclinical science | Clinical science
: * Primary endpoints of two

Phase Il trials changed to OS5
* Mo OS interim analyses

. . [Treatment of |
B7-1and BT-2 are | mouse tumours
| CTLA4 ligands | with CTLA4

. T Phase II: - e .
|| Immune-regula- R — = Novel responses Phase Il | | Regularory
Cloning of tory role of | First patient = Delayed separation positive | | approval in
CTLA4 gene CTLA4 in mice | treated of KM curves for 0S on0S | | the USA
| |

1985 1990 1995 1997 2000 2002 2004 2005 2006 2008 2009 2010 2011 2015

CIC founded to solve CIC workshop showing | CIC and BM5:

methodological delayed separation nf immune-related
problems of the curves for Phase |l response critria
immunotherapy field immunotherapy trials |

[ Pre-clinical science milestones

[ Conventional clinical milestones

[l Novel clinical science milestones

[ CIC workshops driving changes in clinical science

new response kinetics and criteria

| CNCTWG workshop suggesting ‘

Nature Reviews | Drug Discovery

{5 B 5RiR / Nature Reviews

[1] DOI:10.1001/jama.2020.1166
[2] The Changing Landscape of Research and Development, 2019
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BB A S R, LR oA I7 18 B 25t e S L

30: EEREBEAMHAXHANAE

ERAME TREEEM AR KRBl

FDA #1 NMPA 251 F 2016 48, 2022 £ X 5| ¢ M IS BT R A Fudi 2y FMI( FERDHT)

HEDE EEARR LT, BWZE4MELY. SEETEERNE A4 2
(5 BERRBAD, i EARE, ETEAZGRSE. £ X 0 (MRD) %; KL

URBR A AR RATHE
FER Tt T 2015 S 247 € 540 (KAt B A 25 40 15 2 0 R AR B A

SRR A0 i SRR P S F W
gy MDD, MAERERANE UPER: FRAXERaREEH

MR R Z EH R R, REMEEEELRERAGHEMAE, FTUK
I LG A e AR I PRI e B AR T R

ETEEMA, HRA, Fad, Rl BMAEWAFEGFAFRERE, § LS

Admera ( 33k )

'\)j,

£ ﬁ;ﬁg ERABIRE S, HEAATEHNBAEZIE, B Ed e 2 &, BT

s PR AT A SR AR R 7 % Sophia Genetics

ARFE NMPA 72 2020 48 & A BT 7= & 2 4 58 57 A 45 5 R T 2
EE B (MERENA)), EEBTFERBY EEH LA EREREGHRER HEA
SRR s R, R E T CAR-T, AMAMAEE LY, 2Y T A Al

THAT RN EARAR L ., L
DNA 5.2 B DEL #% A& ( DNA—Encoded Chemical Library), 1992 4£ /3 & Scripps e
ﬂ:/‘\/%};}i TRl d, FH DNA Bk a4, 4 atkmiesmstiT T Efam A

fide, LAFAE. hiE, BRODSTF - FAFAEER SRS/,

ik A AR, DEL AT S Ayt gt 13, | evoltion (5at)

ERkIE EREEE

FESE IR B AE 25 00 Tl Ak T, e FLRER I & kA — A L AR\ )
7258 (Genetech ) o BE[RIZE e i XU T 4 Robert Swanson FIZEHI{E5: 5K Herbert Boyer
IR 1976 4FELA RIS, 8 TG BRI Al SO B | KR E R A ik, S5EF s D7
A DNA, JESEEL T AL DNA A HARTEAN B A= Ab R, Rl 25y (EAN
PEIEEy, EANMAERMES) ; RO EHRERIB, FEHZEFEAE 1989 4L 60% MRy 4k
13 G245 21 {2 R TeHEHE (RT 40% RARTE 2009 4 L) 468 AZFE TR [ ) 5 BT
FEZE T A A, %[GR K BT T = KE RS ™ i Herceptin ( fIZEREPT ) | Rituxan ( F
FALAT ) F Avastin ( DUARZREHT ) 1,

(1] CRERZv) , hEARFSA G, 2017 4
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[l A o R TR AR P 28 s B AR B R Al R, [ A 254 R Ticence in B
W, (EIREE AN, M T Iak e 22 Hik, Kb ERNAfilAC T
GRS BRI A R, EANKRTYZG 4 (B RERs ) a5 [ S DA I 2 "I iz H
WERSIEE AR, ARamuLaE, SEdts, S

31: e 5EENEGIEZESH]

KiEG S5EFERHISIHHR EEE

NTRK vz 8, 2012 %8 pk 3L % [ THy A 4 47 & 4 A BA ( Biomarker Science Liaison, BSL),

FRMA WBE 2002 L AR Y. kR R A
H 2015 T4, 5N LF AR R E A Tl ok AR 2022
e T B, 6661 M 6800 TR TACE LA EA AR, TS SR

PERBEE  FEEKTHETAREE; 2016 £5 Human Longevity, Sanger #F% At
&5 R 200 FHAEEANF Y, AL ERES,

2015 47, DA 3000 % % Jo i W T # And 2 F A /A Vela Diagnostics, PA
Gt % B, ME SR SLER ST LB 2018 4 R R 7l & Sentosa® SX 3k4% CFDA #Hk
2023 £ 55 B B E P T

R . AR Veritas Genetics (ZEE £4)), Seven Bridges. Oxford Nanopore 4,
me L. R 2017 F4IEFVH, 2021 RFDIER 6270 B BB

ERKRIE  EREERE

Aok, FERBHE (GAEREBERM  FEPRAT SHEEG ) SR E Y2 L T
Iz BEAMRLG o FRATACE 25 4 NP 5T S0 E vy FE PRI A4, 7 30 BE DA AL
T IRWAE 25, I InAE R IEIAE 2022 4543 31 [ BRI T AR IR EE R AE B R A BR 5T W
9% 3000 10T (5 13.04% ), 1 U v R A DR FRZA R 3 %% 6000 T30 (5
5 5.45% ) o HAORIRBERIRAEIRIT MLLE P, 7 5 B S e 4G mRNA i (5
SR ZRE . M. S EESE) . FEDUR ALTRE TG, ARZGE RS (BFXER
LBOFRIE . R&E Wi SORZAR/ NIt 55 )

FIRTBNBE, MM EBEIRIHE A BB 25 B B S, AL
BTGB 2 (A . AT BB BT | R, Sl 7 5
1AM YA L I 2 TG MR S A AL P

[1] DOI:10.1038/nature.2016.19797
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10, bRz FE

10.1 =R

TE SRR RAEAE . AT . A RGTIROR I S an AU IR T, A 2R
PRI MR A= A LR AR SC R . ARUEHR G [ A= ) ZREPE N AR S R GE 55 B B
3 2019 4F AT — s 1, Z/ 680 A HESII L 2 K4, Z35 100 J7 R il K 4
G o

TEBORIZT, YR P sk dtil, (EMZREAY) T 1992 4F7EHG
FEI PR A R I P A8 28 o Ao B A 38 Mt v (AR RN E A ) ISR TT 22—,
T [ o LA AW ZREER Y, 1998 4R LK, Hh sk B R B LE S ORI R U B
U2 JIACIT, 10 Ak, P E SRR A B Y ETRN 2 200 B, 5 A BRAEA) AE R E R AL
[ 17107, 2021 4%, (AEMIZREEALZY) 5 R RSAERIATIE, RIER 6t
15 ACouar B E 2 i &, SRR R E S 2 R ORI Rl

F 2004 4L RLEF Y, SERE AR BEHE T 2R (FRZ AR 3L
[HZH, Conservation genomics, FEZELRYIRAL2E . TRIVEYIZABIFRIT ) o FHOCIRIEZSBIANT .

[1] https://www.ipbes.net
[2] NEERIFIMER, 2022 4 12 A
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32: EERARERTEN SR

ERE AR RERTEM SR

X — YA P IRAR S S A, R 4 B R 4 SRR — A A SR
YR LMY BEREARTRTUABEANG SR, KRN RS A2 (Fl i %) At
e FH R ANFREEE R, FET mEDNA &k e Fn Bt B 5 Ar (esu) A0 #H € Ml o b 8
# % B RADseq 2k WGS 3/MA sk 2 A 7,

Bln 2013 FRIA INERERRFEER AP ARERMIAL, MERAFIELK

AR 2
& p MR Sk AR
BT KR, EARITE LR E R R R M, FlwdtE UK BioBank,
smpmy  OREEEL RELARBSATABREOZAE, fil 2016 £EREEEEE
28

TF G B, 2023 FkE R AR E, A 8 4t 4500 A3t
BT F A B, BSR4 % 4100 F BT,

WAL L3 BAFREIGE ONA(eDNA), Bt DNA ELHA, KiFfEN L%,

$3 5 73
THEONA BRI T ek £, SR AN A TR T At 40,

HE 455 3¢ CRISPR—Cas9 % T B3 S 546 /LFA4 100% £ FAEm£4E D, B asat
(EHEIRF) R,

B Rk ATt E A TRE L, FEARH I EM R TR E G TR L

BERkE/ BEREEE

A A B3 DR G R 0 DR AP 52 BT G I AR O T KA 0 TR, FLAE 2014 4FJF
AitiE, (HEASOEEBA LS IR BB E ORI [ ORI A A9 e R M AN i XU
ARFIBLE TR A B HR IR S 2 —Z R Y, (e —E M E ARG RINERR (i

B .

HAT, SRR TSR, SR IR A R ER A . HRTHER
A 1500 TR EAZAY), PFECE 870 JiAh, #uk 2022 45 1A 180 J7E 200 JiFh; B

1
2

http://www.scio.gov.cn/zhzce/8/1/Document/1323264/1323264.htm
DOI:10.1038/ncomms2860

3
4

[
[
[3] DOL: 10.1080/03036758.2017.1385030
[

DOI:10.1016/j.envsci.2022.04.021
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A B A b B B P AR S 0.59% . TE 2018 AERY A I RETE R 2 |, HbER AL
20114 (Earth BioGenome Project, EBP) i3, B7E 10 4 X HEEK -2 150 T % & M HAX
AR AT . g H RSB, L 2021 4F, AERAFSE Bedicr T sk A= ) i K]
41 EBP 11 H 2 58 MU T 1000 AR SE R AL P 414, #2023 456 A, HFAERY
1t DNBSEQ 75 B 3R AP g 3496 Fi

TED P SER L, AR AT E— 2L HEAT A A AR 30T, WFFEAR DG A D RESE A O i
FERACRI, A5 B TAEAE 5~10 AF IR AGRER ;s TR, 78 M B HE AR 48 1 58 3 17
DLT, AKABMEA TR IR R EOAR BIRE HA U S H] T2 ek E Y RO

10.2 M AFEREH

ANFEHGL, 7= fhom R 2 A EAE T R TH 2% (Direct to Consumer, DTC. ) FEFEAGN
S8 DL I N A5 U R ) T 2 B B R S AT, R R S SRS R P, DTC
Hr—eAE 1000 JT45] (GEE 300 JC ~4000 TTASE ) o FERE, (L 2022 4EHUHEE 100 J7
NHEAT T DTC K, [ N E3H6I A B2 1000 3 A, HEPE TR 2023 4E DTC R
BOAE 172 12378,

5 R DRI A D2, DTC BEDRAGIN AT LA A A7 1 S5 =7 A LA B 77 i
A 7 A A TR T FRAE, RIESCHLCRE DNA ARAS (AMEWRON =, WAL 40
NS HABAEAR ST ), JEREAE A HRE S AL, A AILAA 0 B S P G i o F 3R (%
AR ) 7E AN App Jir 5 FE Al 2 3, R RE AT LR TEARS S, 1B
SO EP IS W YRR RIS B0, AnRE B AR 25 SR E T I DTC AR, I ] e ZEAE T LAY
R, SRIGESE I RF AL TR 2 R332

FEW 20, FDA FE 2015 4F4tbHE T 14> DTC JEAGI, 38 [ o AL i —3K DTC 3
PRI ™ o Lol Skl 23andMe S, DTC 7= FaRHES DT T MBI FR . 29 F )
Z RO A],  E R A6 s L E . P SLE RIS B SR, a4k
I IR R T % T SR S5 3 A L R 0 PR B 24 ) i

[1] DOI:10.1016/j.tig.2022.04.008

[2] https://www.genome.gov/dna—day/15—ways/direct—to—consumer—genomic—testing

—
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33: FDA it/ 23andMe = @RI H 2

FDA T4 %t 23andMe $5E&7~ M@, R 23andMe I RRE S BEME M. Z4W
L RIESE (FD & C 3R ) WEHIFT BEEF= KA RS E BRI,

FDA #t# 23andMe $F— T EE B HEMEER Bloom EAEEHEEREAN (I
CellscEen = K B4E 10 A, 23andMe BN S IEREHR LA, ESEE B Z BRI 200 ZF
Bim. BRUEERRASET A5 36 MERTRHTRIN,

B 23andMe REHEERBRER 10 Tikm X EEERNIRS FDA #t& (&8
ERE R, BREMZEERRE. 2R, o1 HEEABRZERRERZEN
ARG, BF XIGRZAE. XS | 8L, BAEE -6- BRI SERTE, BEMNn
BRAEFEMEEEMERLK )o

FDA #t# 23andMe BIE R X EF SN =5, BE TS5 BRCA1/BRCA2
HERERT ) 3 RT RO EBILIRE. NEEFE5ARERI X,

FDA #iti# T 23andMe MEREE EFBFENAMERAFRN, FRE5HWKBIE
KHy 33 MERE TR,

23andMe B R EENEEREG MRS FDA #E#, 5K MUTYH BRI
s,

23andMe EfR EAYEEBZRN=REIRS FDA B 510(k) #it#, FTAEZEUE
H#MAXFAPE CYP2C19 BEERT#HITHRN, MMiEMEHAA O MERKFZH
YEMIEE (clopidogrel) FAFIMMEB LAY FEL L = (citalopram) WA KM B X E
BEATIIE MR,

©02013F 11 A

02017 £ 04 A

©2018 £ 03 A

02018 & 11 B

©2019 £ 01 A

©2020 £ 08 A

el =l 23andMe B, HETSIAREXEE MRS T FDA BIFH

EE5kIE /23andMe EM; $IE / EEZ

MEEAR b, FH DTC =S A R (Affymetrix AR5 ) =, Bl m i il 78
2018 AR5 T-5600 (FRAR A REE NN ) iAs, AR &I SNPOE A (llumina
NFEE) B 2020 4R B I AR T G T0 R IR A B, T WGS (FERE
AR ) B DTC =i b,

M s, 23andMe £E K ERAMLARER, 7E 2017 4R 3RA5 FDA X fh st i, 47 3
M DTC BN G, FEPAE 2018 4EHBE 10~20 %2 DTC Al ; H i TOFR I M S . %4
TR K BHimE AR R, HATETE DTC ZERARIFEE A8, DTC AR AL AL IS
AncestryDNA | 23andMe, MyHeritage, fdF&[H |, 23 7. 4500 DNA | FERFELH | FIFEH |
% BRES, BEeAws, LHeE A BRI E DTC L5806, MEad
Jip g R0 . il TR R R B A T 2 A DTC 7=, 40 Tlumina B9 4 Helix, 2K
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#E A9 BGE ( BGI Omics Exploration Platform ) | fERIERE gk, 222 Wi T 1 G
To C @b, WIS R E LR S A . B e/ N & fafh e BT R LY
DTC 1%

HAl, DTC PRI A= b e A dE . tHIE . sah3tH , EFRA . X
W, BTG . AR . BHERRIE . BRARAE . COBRRRT . IR IR, X H AR
ST IR TR AR, R K %w%ﬁﬁ%@ﬁih,ﬁhﬁﬂ&ﬁMMH
REATSME, EHNUREHRERE, DITFESEAE A SRR ], RYEIEL
2mM£u%nHm%xﬁLx%&%ﬁ%,mm@%@%#$Lmﬁﬁﬁ%

T EF RN, JEEUTA DTC AR 5L AN ( B i AT L % LA DTC K fff 5 488
DTC FEFAN ) , AR AT, WEpUR . MeEw S, sk, IFRITA B
T B3 14 Fe PRSI 2 ) ARG (] — £ AR 5, R I T R X ] — b o sl i B A [ i 5

Ao FRRIRY S, RS “RKIR” AA BRI, [HAPFRREAE . BRI
A PRAEET , X R PRSI Y N A AT 2 AR =Y A S AR S

ek b, 22, DTC Titgk Ba%E, (RS FEAEE TR 8 LA X
FEAR A, AE TR M 1 35 IR (E N BEA AR B ] 2% Ancestry . 23andMe . 25 PSR 4547 19

34: #4 DTC ERE N AT B

Ancestry Bl i fn K i 42 K, 2009 £ R
1005 H P, ZTRIPOFEETILET,
Ancestry 199 % 2012 A 16 L2 oAV G, FERA EAMEIE Ak 2020 £ Rt 3E
- FEA AT EE E AR P2 5 AncestryDNA, 2019 4£5 47  FAEA 1800 A A
i g 3£ B A 7= B Ancestry Healthy, 2020
4, WAFEELZRER 47 X TR

- AR

2006 “FHy = B2 999 £ T, £F Rit#

- A AR £ THHFEE 99 £ 71; 2013 4 3K45% FDA e S
- AR Bh 05 NGk, REARGEE 1 KETRAIA0
2andMe - HABRIN 2006 % FAEWMSRENWIREN, RITEFA 2 e o)
B S B, BEE, R BEEELGLEL) ogr (i
(ZTFNPHA) FHLRBTEAMERTE; 2022 ¢, LUfEE ’
35 10,3 6 RS LB L
£ - DTC & E A 2016 & ETXEEBEEAMNAT ML, 2022456 REFEEH, it
- WA AR LAERET, BRH2 (LA, 1200 FAEEAN
EERE EEEEE

[1] https://www1.hkexnews.hk/listedco/listconews/sehk/2022/0622/s¢hk22021700797_c.pdf
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FTEHD NEG=

U 2022~2023 4F DTC LS, ML EBURIRZFRA, filan, ZEil Lemonaid
Health Ji5, 23andMe FFiZ 2 BRI VR BT RIS R, IR IR Bl 55 LBl 22 25%, 7
DTC J7 15 NGO REUNGAFHSF G, Har RS R R N2 DTC 2 A
R Al 1 R TP AR SCSE B S A, IWCRE R ARG IR PREHIF G, 2022 4F TR 2 M BA
F1 (500 J5 ) (95 kB PR A3 RS A (1089 FTE) L bR —Be A P RHE A
GWAS 4307, MRS ZE L%, 23 BT TE DTC 7 LL 600 TCLL R MR E, EESS
FHIFEAE, SR A Sh BT i SR biiA DNA BFFEAE

ARK 34, DTC ZERAKHN A 3475 2 OB = i R iy 5Kk . IF A B B A A7 IR,
EN 5~10 4F, FEPUEON DTC HEPIASINZEIE B T 35 AR S . R M A AEAF AL, R
MEBEAE B WAJBMEE, DTC 2RI sl B A . B s

© 5| N\ R R TE: RER R R YA T BUR A, LK E AL

ORE T At RELR/M, EARMEEIER, RAMEEATIFREE, X
RGELETE, AFENLR, £F X, WETEFEARERMEH, BAXFk;

O UHPELAMER: BRI, AEAZUHEEHAR, GHTARALEYRTES
f, AIBBEREATRTH, mERITIHENGBRFT L 2V EF BHE;

O mE KMBELWWALLL: B EMEHNHEA, Ry AT EHE, TN
AL AT ABBIZE, AHLTHET B IR E AR GAT 1,

10.3 FEpFE PRSI

FEIR Iy s 2/ DIE W] 15000 4ERT. BEE Y T b &R, Y H B N A6 0 B 2
War, S AR ERKER PGS gAEd; AR ZD b v
G, 2003 4F, SEEEZRARERAS T (NHGRI) #9F 5000 1 &0/ 8 “ kA
AR 5 2005 4, FRIEHAMEZS], KN 2.38Gh, {17 39 Xfgefaik .

e W DRI 55\ ) JE DRAGEI AEB AR B AR B D], — o i 125 R4 1 i
BBREAS, $RICDNA, FFRME AL R OCAE B B AR (R i AR, 3 0 455 ALY £
FEATI LA S Z 5 . i B R AN (T T b AR o0t R BE DRI, R ASHIN A R0 B9 M S i
FEMmR CHEET ),

JE W) HE RGN AR 55 AE A1 H 2015 i 24, ek EF 2017 4FFF IR &K, 2022 4FFF

[1] DOI:10.1038/nature04338
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UAMEA THE , AR TR AR B, 2022 45, FREBO BT 1242 2", %
RIEFT, 2023 438 7Y 3L RN TH IR 20 1.94 4270 (F2 08 1%09BE% )

HAii L3 A s 7] (k) f24% Embark . Wisdom Health, PetDx. Basepaws.
CirclePaw, FEEA Y. FEHIK A AN G R A A/ SRR, & v S Fh 2
ARG, LA 3 o B R 43 S R A AT ol 2, BN 