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FEREIZWI M AIRITHE RS, SHUMIRE YR A e BT JEPNAYT O A2 3KAT TR 2 4
MR AEL . FEAR TR A, D RARTE R FEARS | 2 T )3 9 2 DA R I Bt o P e
FLAE T AR RIFREE N . Bilan, FTSem a5t PCR F NGS B4 B ¥ 57 43 )
T 2015 4F, 2020 4F L1

TERAAOTT T, SN IIesE . SN GH . S EYAF RSB0 — Ul et
R, 42y 173 FRIAREEE; 2023 4 4 H, FRERO A TR A SKAG ) L D 2 4
AW anieds. FH, SEBUTMAL (GERNBORIES) |, Feirid 56 N g ok S B sh i )
FHER B

TESRAA T T, P58 DNA (eDNA) W HE HHER . AV SRR dr . W
WA FTE AT R YRS RHEBE 25 56 Aol & . A rp kA Dy T H 2 V%
O RHUAEA: P Bt . AL, FEREORTE AL LA . A2 ek . RG2S RIF LS HEA
R A
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5: EEAT L 5 GUE 7 Ml B R S

F—8bn TIHH

HRA1TA 20 5 4us 7= Al B 24 E Gartner B2k

(OABEZ L4, 2024.07)

T RARIIE
FEBEISHT
2F
EE%RE
BAFNEF
CGT
g imﬂﬁ:éf ‘ | Sanger M
ff HAPE § NPT ﬂgﬁém
FREALKT | NGS ¥ pCR AR5
BHERE | “RAEME
BEEEEEK f / \ ?ﬁi)l-g.f'ﬂgﬁ <24
VL ﬁﬁﬁ\iwp K 4R -5 4
FAEDNA | Aglﬂ\ B EaiEE ®5-10 4
DNA 7#4% J Peyeg B2 07 B
@ > 104ED) |
Bl F A& HEMK XEKRES b=EiN2 %S TRIBLF
BEXER/ EERE

o . P —
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F 8y REREMIDK

2.1 BANERTIHHTE ., BERRIVK

(—) WHHHE

(1) ek WHSTSRAE, SRR SRR i o A My RE IR A5 ] B A 3 i
REIR, Z AT 2 BRI S0 B A IS YT BT oK, AR 2 A PR3 AR
Yra MERUETIT S, H AR SR A R 2 B A A A A B s NS,
VA HAR IR i A= Yy 22 55 255 BT IT R DT BPERR sk 25020 BIP M,
PRI AL BT iR S R AT R B T3 0 2 | KR 25 L ROR 2500 A s MRHIIEA 2
S AR A I SR A i B o BRI R 2 R T B L s AR 4
FAFEREE A, FENHARA R R E R AL Y il L 0 Ar | AR W) R R AR Pl
W DGR RIS T A

(2) ZWL R 2% R AR B P ER R R T S il IO, A B o B [ A g o =
SRR . Al BEUR . MPRFETR BRI B A ) 2 4x s RRATE Mkl A
PA LGB E R T) 5 MG EREIERER BA ST . BERGAYB G sl AL L1 5 )
A THRE LUK SR E X BOR B Z B RIAR, AR Rb 2 RS R 2
Hah e,

(3) Al . NAEEORE, BEREARLE Rk RE B, FREPERILERK
FIER o A R E 2, (e PRI PEE b R I BOR A . FEDIASIN ey S, B0
TRARL RN RIZT T AL R0 FEPNRT e IR Be, Je R BR 25 AR 7 10 5
He 5 A NBHIF ) BARFE AL B, B8 THa B HIAE AL T b 1% 24 OB S5 4R o

(4) Pee. HwrEERAT OB 32 24 e 25 [ 2 dnRher Sk LA (O angesk e
DI PIAABESE ) o FEPIARRIN A9 AR = Bt A e AR R 1 . IRSEAN (Tllumina) | A-HEAH
KAL (ONT) | SFERBH A DBCER L, R RIS 2 OB I A L RPN
BB ARV A ZEDRRT 7 A D 2 PR S22 AR o 56 [ Be O LA e AL s A ) Al
AT BARY CDMO A= G 225 FEIN A Y JEUR AR A DA Ml A 4508 A 5
REE S, RHEF 52 WAL RG HUA RS e i b HE A 5 A, Hi PEBiy, S NI
BATY.

(5) e 5aAE: AR R 3e s, JUHGE RN R ik ™ 8, AR

FRARERE sy EREE www.geneclub.net.cen | 25 |




BERTWIELSS (2024-2025)

AREAHEANE (A1 PCR MINGS %) , (HEABIATTERNE; 26 (FHEEA . s,
KOG IEAE ) M T (FIanE/REEST . A ARk eE 5 ) IR T 55 5 5L i i
B, MEMHREE; RIS 5 A RASAVE, i Al
ISR UMETR V5 BS54, s Bl LR bRl BE . FRRSE; BT
BRI s, FEPATL T S5 ANEF TR ZRA SR, R bt KRl T
FEHT R

(=) AL BEBR

25 R RATD ME BORA R, 40 F8E A A A B2 . MM, fEATTk
IBHBIX, R PR P A B PRI 2 M SRR A BRI 25 ). e M A LT AR R L
RRICHIXSEAERT I . BTS2 b, RN . ZEDNAYT RS M E P AR5 B BCR T 1Y
$E, DA I b T AR T LS T RS 5 WA B O A, A i A BRI A ) 2 4 5 T 14 B
WL

SEDRRIN 5 T8, 2023-2024 AF- [T A1 PRI D2 W K 2 1 AR 5807 il BBCRE R AT
B R P A B R =5 F . FDA S5 DeNovo # 2B P HLIHE T Invitae /A F Y H 2K
AR b B R = i (LD 2K, 47 SRR, oG 22 st e 2R 6 4F ) o [FIEE, 2R
WA (MSD) W4T PD-1 SRBTIAAIER BT ( “K 257 ) 345 FDA Bse i, &l
P REARFENE (MSI-H ) sU4SEE R BE R (AMMR ) SRS, i it—30 e 7RG
L DRIR I 7™ it (4 2 FH o

SEINGRER T, 2023 4F, JelEARIeAEWOM FE 500 SeH N gl , AT (FENHORILSR )
FOVFAESEAS 22 0 S P G S0 S A TR E R MO FRDILAL, S THENBGE A=) (GMOs )
SBR[ A DU HL At b X [R] 23 5 2 S PR — A 32 B B A O M 2024 4,
FIE FDA AT T He D G £l bl A A AR AT AR e 5 J L I PR R i A
PR 2t A R 1 R EA 7 o ) = A 1) P i 3

JEPRGIT I, R 2024 4F, T S0 SCORFIASFEI MG (RARIRIMER L |
TR RN I . MEIRZISE ) o Hoh, ARG B PR As . &
A ER IR BRI 2 AT (DEB ) BYBERITHE Vyjuvek, H0F SRR 11 5 25
TR B IL#E B H RN Lenmeldy 3875 FDA HILAE [ gk DAL HEIN A% B K
N LT I Bequez; TE IR, B ANEHXHECALE R AR EL (DMD ) (R 3R yT i

—
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Elevidys 7& 2023 4F 6 H 4815 FDA AL HES ClGIRHAL ) , 78 10 A gE A IS ErE
G RIFTE AR IR FHEL AL, XYT 2 Sarepta WF QL) 11.5 /2360 E AR 17 {C R0 AR
TRAFRINSE B WAk AS Elevidys 7538 [ LA DA R ML ALFH]

TELE AR RE, Wl ey )T, WEOGEFBORIEA L LRI, HENE T
FHRBORSCHE . Bl E 2024 AR5 (O T B 1k 52 5 R 507 17 56 LA B9 R AR A A
B A2 [ B A SRR AT B A 4 ), K Al RERZ IR P RS A TF D Bl i 5] o Wk
BT 2023 4F 6 A KA (ERPNZETF 224 ifms ), Rl A% IEXHEYIHOR | N TR BESFHOR
St AR

(=) BEsEE> P IR

MAEBRAEE, #348 THORBIBEL, FEDN RAR A a2 R B A —E e, TR
ATk 91 5 B A A P A it — A

TERF R, REARIIT . BRI S S R AR RN R AR AR A= i o
1R R RS RN E Z2 EH B s o i, 7 “sRiElsphL (T2T) 7 R AR SRR R
K2 B2 T2T-CHMI13 5, T2T BKBAZ5 4 PacBio HiFi Al ONT R I FHo AR & A A
Y Ye(afR5g 5751 (Rhie, A et al. Nature,2023 ) 5 FRH8 22 At 0F 58 7 F1 26 [ 22 &30k L
FERRIEAE o0y (MSK ) B BAEE Al b B ZRiAR (mtDNA ) i3 AR S5 | A/ BB (5 3008
BEAL, B0 mDNA 28748 R KF (550% ) KB R S Be R A ot BT T 75 1) S 1 S 4 1 24 2.5
fi% (Mahmood et al. Nat Cancer ,2024 ) . SE[E All of Us 01 H 2N i 56 [ 45 HulE 24 J7 1 JE R4
Bl (Nature 627, 2024 ) LU KIEFEAEYFEARE (UKB) JFL 50 7 AN 2ZERANF (WGS)
Bt , PR R BRI IE R R AR ZE S . UMERITE RN, Rl A W0 o R B 5 s
FEIRYT I A R T P AR o P B PR 2 2 e Al

FoR L, LA, g | 25 A SO R R B L&, 5N TR (AD)
SO TREE R Z A2 AR B o Fin MR 5 M B 23 e DA A & W 7 B 240 A 7K ST A 2 e
HRFRIR DNA (eceDNA ) )4 AR scCircle—seq, 1 LIS I %5 WL Y eccDNA ( Chen et al. Nat
Commun, 2024 ) 5 SBT3 DAL 5 T 110 1A BA 2 A T %ot 200 i 288 A0 AR 35 PR 3k R 7 v 40 A
()25 [A) 5% S 2 27 )71k FISHnCHIPs , 3845 5 S5 FISH AR 23 (45 B, H R U R 2-20
£ (Zhou et al. Nat Commu,2024 ) ; L X KA 2 [ 21 24 50080 Ak 3 1 s e 3 P B a e
H SpaticalData 7 Nature Methods 1 &An, B&TF il it Gi—Fv 9 J& 19 2 - 5 5ot #s =R

—
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BERTWIELSS (2024-2025)

Jed 0, Jr Rk G T A RV B RS A IR IR B 2 I BY)I1 2% ( Marconato et al. Nat
Methods, 2024) ; #ffiik (NVIDIA ) 1988 9 BioNeMo A5 75 3 it 43 B 41 B D) fig #H ¢ 1)
DNA F1 RNA J¥91 ] LA 2549 3+ 456 Mo F B il 284k, 1+l i AWS HealthOmics
FERREET R RS s fERE N gk i, S5 AL 8 A BT I8 F] Profluent Bio
KA AR E AN TFURAY AL 4277 B KL ) i 85 2% OpenCRISPR-1, 7EREA v, b,
. EE . FmE . WMAHELZE T 2011 AEBES RS “BERRLFZH S TR (Se2.0
Project ) 7 2023 4F 11 A BUS HFEHE, Sc2.0 HIAE & il RERY 230 16 Sy ik, LU
R85 Y (RNA Je @k, JRME T —FP 4 50% & 1L DNA fURERERE R, RN
TG BRI B AE H I ANIIEZS | KEERTEAR (Yu Zhao et al. Cell, 2023 ) . fif “ZJAEMF 5T H
U H) Wouter Scheper A G VERI AT & — T AR S —E 06 B T 4032k (TCR ) FEH
Bl T Z il f U TILs, ySCiAs i B PR AL R AR 7 14 T Al

BT E, 2024 4F 4 1, FDA Mg 254022 01 23 & A1 [ 20K MRD (/IR Bkt ) Rk
2 R M B TR e AR I A v 28 A B0 D i B 35 A 9 12 W T ) 1 Y T
Editas Medicine /A FA T TIAIT Leber SRS (LCA) MYIEF ST EDIT-101 1)
VI G RIRIR S5, 76 14 A0S 5E ik — Pk NS 50 B s, 3462 4

JLiO

PN, VERA TR v AR SE R F AR AN, e R —AFZ B A i I R A
FROCAYERHRE , TR0 . RAGER S5y ke Sz, JFIARREL R eI & A o l4n,
P 35423704 2021 4F LT % 23andMe THIGRIR T 5 144 19 L BRI 23 7] Invitae T 2024
AF 4 AR = M SR E (ICL) F 3k LabCorp DA 2.39 /235700 ; [FIH, i

( Bruker ) AR E A LA 3.93 /3 T0HY A WUW NanoString, J& 3 AU EE R 3K 53+ Fn2s [H] e
SR A A FERTE 25 [ 2 B2 2% . SR, B i il o 52 90— 34, il an
WARTERSE 23 ] Freeome T 2024 4F 2 H 58 i & [GIZHr 0% . Quest FEIRF Y 2.54 {5 T0HY
flEE . LA QCT HEA A 0] NIPT A fpeg 56 RSB FH Y BillionToOne A H], 7E 2024 4F5¢ 1M
ATt 2.7 {¢FEoTREE, A 10 {2360T,
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F 8y REREMIDK

2.2 ERERTIHHTE ., BRRIVK

(—) WHHHE

(1) ik B IR E 2T & B BORE AT, JERE AR E M AR 7EZ L,
fR TR AT AR | TSR | AP EES | M2 A | AR i B P SR E R I R T oK ZEAMA L
M FRREET R i E S5 2 AR, AR W AT R A o R R L
BARMTEAL, (A5 XU, FER AR AR . A SR . IR R, Ry
o Bl 4 7 1 JRE S L T ) R B T sl g o B, 1 2013 AR TR DR i A ST S BRI
Kb, K, BTS2 BT RBUFNAEERMRAITTE, BRSBTS . v
SR 2011 4%, [ 524 i W B S B R BT A B R HPF Ly (CMDE) &Afi ( 5Hthiig
25 [R5 K 0 DA B2 WA I PRS0 1 o A g S R CAFSR AR ) ); 2019 45,
RS AR F R AL Yoo S« iy . WURAE 7 R IR B O . eAh, JEDEARE
REER . KRB, BeP kA mE R, EAMEZRT, SATHRE. Sormm. &6
A A5 TF 5 R B A Rl 0 e BB AR 55 i T A (B

(2) ZOWIAE : B AR AT 52 2 WL ZR B, Ak IS 8] AR B A
TR Z I R I S AR AR AR 2R, IR T 2RI AL R BT IR 25
Ay S —geti il s, FHASIEAE S A B AR5 BT, Feile R e
A BEAR IR 125, Bz MU RIS 5 5 R A — TR, AZTRAS I 7 T [ A
PR g K 1 RGN e R R B IATY RAE 2 B PR s T, lE
LAl [ 0T, BT —E WD 3a 1.

(3) Al s . BRI AT ML BEA AL 5 I ST K- I B R B B, 4 e 2 A
R A B AR B A A e (ER AR AR R PR B BRI T R
SAREATT A Bl RIS . JE DN G MR R i 25 7 A — e 22

(4) PEREEE: [ PR R DRI I (RN RS AR SE 4, R T i o 1 T RS 1) 28 T, 4
KA T A, TERCHT kAR S5y, RN —HUET A A SR AR P s | R A A PR
RRGER BT, (IR S B T AR b s SERRAY TR G a IRE O
PR EE i AN TE A o

(5) e G e Al FE P PRI R BOR R S se 4, A6 L RIS 1Y =l
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BERTWIELSS (2024-2025)

PR ALEE &, S PGSRl panel BBRSE RGN, DA B LAPARKS J AT (1 50
TR A i A o [RIAE Ll X VA SRR BT Tl 5 1T AT U AA 50 55
R TG — A AR B s QBT o, A5 FEIE N LA 2 1 S Ik B s i R
AT LIS VM T AA o LA Ny EEAT SRR AT ITUE A, FHt—E s i
B, BEORS N BB REDAE AN SR BT RS

(=) AL BHBER

UEAER, FRE ST A TR S AU R T HEAL P AT DA, R b e BOCTE AR W2 4 |
NRBALGEIR (A3 ) EHEAA B AT M, AEY R A 2021 AR S0 R it
—Aif; F 2024 4F 5 A 1 HGE, R AFTECH AL SR A S IR B TR B, i
WA, S AN ARRS LU AT 4 P A PSS 5 2023 4F, ER TG 2 kA (8
TENR W BB AR E A BB A PR A Ik pii g ), W e B d A& i B
T PAFIIES 5 H B R

(1) JEPREI Jy i 7F B P 3 R = i i o T, R E R A Moot 7
NGS Jrii, # MW H 0 d {53 AN K Panel—3k A AL /Nl i i
FEALZT TMB AR & (nT iR a2 b IF 3k ) 7, S8 3l 7 AR R I 425 43k
PRI A RE A8 g (TMB ), IX 7850 K HE T NGS W58 SR H G0 F e EinyTs
UEAh, Sk Al . RRIEH | DUEGIEH Y CNV-Seq /=M 7E 2024 455 — R B ik dtt——
BT NGS BRI Yo R R YL R AR R A0k . Beli e 5, e 7 IHEAS QTR R 2
AERB A9 DNBSEQ-G99 ARt , Ayl bR Hh /1N o H (3 o 27 65 3k %%

BR T NGS HiARS, #FGE . LY. 96 PCR SHOARHES) TR IR 1VD 7 i3t .
2023 4, HAET RIS AR FARI (PCx ) IF &JHtt—k A /e 2
(4 “ N CYP2C19 R 73 BUARG IR &7 5 [RIAF , B ST AR s 1 35 RIS U 7 i Rt ——
K HEBEYH “ A BRAF/TERT/CCDC6-RET KK 25K MHRF & (9SG PCR L) 7
2024 4F, T I TAMBARE AR 1 O S R SMS W SR ——k F R EGE 2 W Sk
WMA CA125, HE4, CS5a Rl & 5 1 3E TS0 i BoR i e e P8 DUEUE S
D) & E R ——f PR R Y e (A DU SR & (R8s ik )7 o

TG RIS A% A Rt 2 3 AP T, 2024 4P [ R DA R kS 0 (S iiETF R A
A B A BRI B ASNG TR B LA ), o, AT R A A B A= i

R
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AREYBESFHIRI M 2023 45N 559 FIKZ 2024 A 602 2 1,

(2) FEDH iR ML AT 7 if AR A SR AR OCBUR AL, 2023 4F 4 1, Al
PR Ze AT CAM IR 4B AE D P 400 (kAT ) ) I, IR A i A ) B R G4 o
AAEB——k H IR 5E EAEY RS gmfad2—1a Fil gmfad2—1b FE PR 5 PR 20 R OR &
AF15-18-1 A= R 22 e UEF" 5 2024 4F 5 1, B4 IR 4 48 22 0 E 5 Kk il——
e A TR FERA B I N i /N (TRl HSE A= Wy n e X G oK At ) o A, ek
WEAEYBARA, 2023 4F 12 A, B I F KRR ERFIRSL AR AR A = 2
BVFATIE, #5526 R A (LT AT e R LA AR AU 8 A S B Ae A7)

SEPRYT SR AR 2 g5 1), SRR E SR E R | IRIR T E 2 —,
AR Ry 3R [ SR BB S A b R 43 B v A i SR A, FE 2024 4 3 L S5 B
INATTENE R CHLEHERE = AP X SN R R B 5 | AR AN s A T8l 48 ) i, it
. B TUARSE H R SR PR TG SRS R RS AL AR R R 2 W AT
ARIF KA A SIS T RIS . X FRPNRY T2 e, TR O 4 sk i
DNA F BEATREAT R AL Yot s BOR R RS . [ R 24 i W B w245 s 7oty (CDE) 7
2022 AR KA (RN SEFTRTT P2 i 252 SN R AR SR ) (kA7) ) hBAsAFE
U 5R B DNA #5676 10ng/ 5N, DNA 5% R BEAg K/l e 200bp LN .

(3) JEPIG RO LARER G ORI Z B0 BORBS BAEY, IEERAUE AT
T HUR I SR A 253, Ao A i I B R S AR A T, O A
SEPRIRR R B, dbat. B SO0, R, HUM . EONAEHLEUN Sy i B L
WARFFEOR o TR RS BRI A E R, 0 ARA AL R RS A G IR AR
ATRASCIE BB, 2023 AERHE AR A A Y FE L H AR A S5 SRS (BT 51T
) 7 R BT BRI

(=) BREE PIRHBEE

Y TR P R AR AL T A RIBTBL, FEBORMEARESL T LI o Bk sl FiE — 20—
FHEATT G S LS HA i 37 2, 2023-2024 4E TG H R 1038 B PR . B R AE 28 1y 7
VA A R RIS MR SR AT S B 0% 4 e 1, B AR ek R AR R S AR AR it o TRIAS,
FE 2024 4F 6 F, PERE=KA2 5 BF TPO Z BRI L 23k S, LA AL 5t e g 5e 5 o B

[1] http://www.nhc.gov.cn/wjw/fzszjg/list.shtml

—
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BERTWIELSS (2024-2025)

ML 500 1270, 890 /LTI AR R, A AN A= Yy PEE A SO B 5E, R
S MIaHBEE L PR R R

TEA AR AR, B AR 55 T AR 0 A I o TEREREE R 4H A 4] (Se2.0
Project ) S¢S AR BUR T, hEPBFEBE RIS HRIITEBE . HE R AE ARl W5 B 25
P AN AR TEAE 25 75 13 5RaERMMILIEITS 25K, 255 H
BRI o 25 TR 32T i S i PR ] E PR AR v & A (1SO 20688
2:2024 ) ; %22 B S RKAEA) Minna K. Karjalainen IR 2H 7E Nature | % 26834 13 7 AHITE
IMCIHRAE 5 2 A IR AF T AR, B BR T 400 2437 A JE RV S e T Hrp ] B
(R A

BORRH T, 25 SR /B 25 12 | 8 RO RS . SRR gt SR R i At
BE T 5053 W0 P 1) P24 I 7 19 5 PR A AR A BR T 3] 8000 genes/cell, HEIR} B sl ) i
FERTRIL ST A 5 A R AR B T & T8 RNA AT KR BEEERURS HES A R2
Wi A T H (PMID: 38981481 ) 5 THAERFA A Bt 98 N AAE Science Z4 i R R HT
RNA #% B4 FE [ g i T H. (PMID: 38301022 ) 5 3 AR K2 M ATE Science 2236 % 3 N ik
L5 R DA MR A B T 100 4F () = 4L AL RS (PMID: 37676945 ) 5 H s {4 24 23t
teizlsros . hEARED AT M2 . R EPITZEHER L RKAFRE SRR
I RIRAR T ST A L 4R 2023 4R 9 1, T =5 &R LR A TSR BA S
WFFERCR R, BRI A 25 G BRI Bl O A 5L . A HLIR . AR IR IS A e iy R
SO AR S A F 73.919% F1199.98% ( PMID: 37656460 ) 5 Bio—Rad Laboratories % i
AN R FERCT PCR R 5, Foh o H AR SE A AR A Al e 2 56 R A 41 il %
FREHY Y (BDA) HOR; RYImA Yk IRBAZ A AT & 2 5 RNA J5A 2458 H R DART-
FISH, SCHlAFIRATCH RS, W] DITEROR IO N AR L b i om 2 BT B
T R TR O B B (TR 025 LBP ) AUP1602-C IR Y7 M bR 2 15t 97 1 8 245
Il RIS FH I 3R AE ; 458K DeepMind 5 Isomorphic Labs BEGFE Nature 2435 T & A5 fofr A\ T.
BRERRL AlphaFold3, REMEXTE AT, DNA. RNA., /NopF . BRI RTTE 59
SR T ELER PSR LA K-S (PMID: 38718835) &

PV T, RV TG — R S e KR (8 e 7, PR DR M A - s RS T
—EPEE, FEETTH, LR R T2 W AR AR W S AU LT C+ RRRNTE ;. Ll
AL L PRSI 1) 5 1 0 A= W 5 i B A8 ATALTTRESE s & VRN ANRE VA YT BRI 2 45 3¢
FHEACTCHRALFE AN Pre—A FEIGHEY L MG TRIETE 2023 AFARIFR LG 1012
TG, GAERFFRRRHL . TR ALY ARPHE. FEREESY . T BB i

—
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MEma R . B EY) . WIREE . TR R (PRI 5 ) o SRAEAEY (CHRAIEES )
85 [FIEF, WP Ak b A R R B T R E AR AS R, B R, BRI R D
1 DNBSEQ-G99 #AtIF 315 MK % CE NIk, SFTHE P Prepaire Labs G /EZ A M A H &
{38 I A DNBSEQ-T20; {HAS CTEM R, EMWARZ IVD 2wl EAf 7 | Ol 7 FF
K, WEMAEY) (ABREEAY ) | ZRAY) (BIEFE e ) © FEmAY (il
Sequlite Genomics ) . WA e ( AHF, REMF) . BE ( AF, LHITF) F5, 2024
AT R, TR g e DA Sk A LA R I A ) 50 T — S LT Y, S Al
FREYTERL 3 447T C+ ReRlE; B / ks HEB 5 5127 A R SRR L T 2024 4
5 HSEMACTT CReRGE s B4R, DABTREIR & 2412 R ) rh BB AE A 58 U 2
JC CHRhE s DMCIEC S 24 R G i 4E G o il B FER%E

P —
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E=Fp NEAH=

3.1 £EBRE: 2. rl. FEI/ILHERFE LIRS

WA, SRR 2L, TREFA A TSRS T Y, AT S G
KR, [Tt B ARG R | RS Wi . A S EHNE,
SR AER AR BRI (A S BOU . IRIRT . B LRI TE FIAET 1Y
FEJFERH ) ¥, FREHE 2035 4ERT R HE A EZIRLH B, 2022 45 F R KR L
B (=0.60%0 ) , 2023 4F A2 N I 4REEFEAIR 54 J7 AR 902 JT N, T K FH K F -1.48%0,
P E AR, BRAT AR BRPE I T HOR BRI B FH U

J7 YR IS e AR TR A B R AR A LA A S B A . FEPHEOR
R AN R B, R AT/ AT E A ORI AT DNA AR (NIPT) |
AR AR B AL 7RI (BN PGT ) | Ak LTt A | BEPIARYT (e Zeis T sl ik ) S5 BT,
WS 5 MG PG A B E AR, BRI A T 50y, fedtEa i, HASREH
KAz i AN (. oA/ DNA KGI (NIPT ) | FRARHELA A3 A5 2/ R 30 A5HIfs P v A
I T A . 2 BOURFEEACR AR LRI i A K55 2 i A S BOR IE 28 i
PRGN, X T ORI AR A B . R 0™ XU DA 25 7 S A A S 2 O PR AE I A (L

B 6: EEKASHEGRERE

TR : S EHA R
CRF AR AR Bk 7 S A B ﬁiﬁfﬁﬁ%#ﬁm

- B WM LTR A ERE, FHEEFEMDE, UWARKLIRE Tl 8 DNA Al
- IREHFAEL A, BREHEGKEILNE A, 7R 2R AR
XMHELHATHRR RO FE, RELAMTHRTHARL, U e LfFE
ZAH REAMEITTREELE ST, RAREMBE N LRGN EE, BILDB
REELEETE, 7 i b P

FERE/ ERE

[ (e FS BT EBOR IR A DI A R RE )
[2] FERBE L (FREHAERPERTRER .. PRSP
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BERTWIELSS (2024-2025)

o A 22 ) A B R DRTRGEIN ™ L, R 2 A RO A i S S0 A B
AR, DR R A A R A0 7 AT AR5 B —E I AR, AP AL P STt AN T .

FEAME LA Myriad Geneties (MYGN.US) “Rffil, 2023 42350 7.53 123570, TRIHLIEK 119%;
Hrh A E 5B 1.51 422650, R K 30%, Myriad Genetics TT 5 22 58 WA K 58 35 7
Ha, T 2016, 2018, 2024 4E73 BN Counsyl (A:FEAGIN S5, 3.75423570) . AssureX
Health ( #2850 2548 5, 4.10423550) MIPG ( IRIRAARIG R 55 ) o K Tea = wir i
A 5 A T A LS A First Gene' ™ #ERF 2024 4F R 245K 2025 4

A DL A R EE IR R, 2023 4R35 43.50 1200, VAEEEFIE 9290.04 76, H
rAE B E R S AL %S 2 —, W 11.78 4270, Rl K 5.55%, Hi NIPT {443
SRR, M R AT A I AR A ) Lg% 9 6 DR 2 b 55 B O 3 R (4l 42.45%,
45.52% ) .

TEAEFE AR R AR AR 55 ™ lb R b, 5 2O A A fE B S Nt A2 B IR B
Horb, At B B B A H ORI R R AE B0 (Bl o sl ds ) 5 NS al
EEH EHEAYIR R AL (R SR BT A LR

3.1.1 ##HHHE
(1) #K

WRIEGEIE, BILFET-F A 20% A F AL (&R 8% 0 ) (Callum J.
Bell, 2011 ) . OMIM it4fa 2 i s & & SR S BE AAT 6000 A, REBEGE . Bk eiEok,
AN ASEI 5% 1 BRI PR A X L ) 250 ELAAR B it . 4R 2 B8P L DR o e il B PR
PEIBL R (1000 AxFh ), AR H UG A & B, PRIk, 384 35 PR AR R % B0 A5 4
HoHE,

(2) EX

P O AR T AR A T (PR LRGN U S R SR AR N T 2 — - DB — i 4™
JEBN P , i XU AT R B URSE AHE , A2 / 2R A A B PPA RIS A A 2

BRI A A O e O A U CE PRI R R X BB AR 1) PSR, BIE 2 iy i 2
$0308 1o HE DRGNS AT ROT AT AL EOW A ni i A, R BRSO AL S i, LARLTCAI A=
BB ELBOTTE AR, 48 AR TR, BRI AR GhEE

\ 6 \ HEE www.geneclub.net.en  hIETE ESRMR




E=HH MAHE

2024 A [ g5 2 2 2 W o0 2 ML IR IBE AR 2 2 i PR T8 A% A8 A% 15 ) L Ze 2 1
T CEEEVESFT E T AT BOMES, (8O A AR A (AL Y AR R X R BTR A,
T LA EA I PR U SR A S P A, 72 3 A A At A RURS A B |3
HATHEAMNH

(3) MH

oAl A AN AT LB IR 22 -E AR, £E 2017 AFRTR RIS S AT G,
Pl f5 A AT e 3T 2024 4R RS KR Rl B i A 10 - AL

EEERER RN ERER

® 1970 4, X EMinge kA& XN FH B E Rk KA E Tay-Sachs Disease
(TSD)¥H# &, e k(B AAB  MEERRNTEFEGELREDE T

® 2008 7, (EEFREFMERAF S (ACMG) HE R A AR 9 Frtth
i B 3 A T A

® 2011 4F, £ EFE A IR+ & B A& AW %l NGS Panel #AT 3% 4 7 45 #
fii 2= (Callum J. Bell, 2011) , £IAHER 28 NBUFRL;

® 2013 £, ACMG K i x T /=7l / Z ai #t 474 & 4% 4 # §7 & ( Expanded Carrier
Screening, ECS )iy = W1, Bl )\ 8. — IR m 4 & 2| % Sk im , A8 WU A BEY J& B (R XU fer A%

@ 2017 %, ¥EHUEFREN¥4 (ACOG) K4 (HHAE¥ R EREFF
fid) £7l35w, BRENAGNEZRERFARBEE HFEEH, HilR4xE
WEKT 1% W% Ladtem, FRIEREAE. BHEN. AW KR RELEH
BA, U4 96 FIR A 5

@ 2020 F, (FRAFHLEE) AAETRLER (RRERERERY BEETH
i 25 0y 3% A5 51 )

®2021 £, ACMG X #i (X TDNAWBRRABHEYHFEFN) ; FF,
ACMG EEH W (L ehih X £k REFTHHERE) FRE, LEARF
g R REZRGEFHFE, WEEFFMEN 1/200 th 2 FH (@15 X EHEF );

@ 2024 4, REABMRERRAKZBHETHHEN L RN, P EEYRER
SEFRELP LKA (HAMHAETABNET X HFEEZREMERLRLRER) ; F

3
N
ny
&
.a,\.
=3
pres
K
>
&
%\H’
<A
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e
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%
=
A
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S
P
=
3
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S
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e
=
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S
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Pt

—
RS BRuss EEE www.geneclub.neten | 37 |




BERTWIELSS (2024-2025)

R A i A 5 [ S5 Ak ) 5 B IO ML) 2T R O A SR, 2 T o 2 i S
AR FEFRIE, BT YL O R BRPERN X Bl (i 45l 2 0 A A0 LAR B i o
ML, 2024 AF4EIE Je Al = TG R, A" wh B I PRUEA Z BIDE S 1 AR4F A9 M K 5
AEH

2024 4F = Lo 3R, RIIEAR A T A ) B EE, REORIEAEE BE. R
TR 1B A O A DA A B R s e LR s 2] L 2R R R TR
SEHCTIHME RRI B AT AT . BRILZAE,  (ERETEERE AL 5I0R) s M Zr a1
A iAW TG A SRR AR N o W T A A R, =R e A R A
SRR . BN ST I AR | R L SRR W R R ke X B
B BRILZAN,  (ERE TR B A R ) 1if HO AR 1) 182 A8 FEA i PR
A EER AR, R RS e, SR, R EORTE R, &
ERZ % ACMG/AMP [P35+ 53 ZEhRHER ClinGen AYHHTIN o

H R L5 E A L NGS HAR 3. 2020 4F—TEFX%F 10585 X2k A 38 1= pe e i)
FAAHAT SMA - H 0525 BYAFSE ( Sumin Zhao et al. Eur J Hum Genet, 2021 ) , HESZ NGS Xf T
SMA A7 0 A (0 AT AT PERIERIME s 505 PCR. B0 T 25 2 R R4 184 1 ] T4
WA TAT o BIAN, KRR — B I B2 Be st % 5 7 B2 0ol i 405 PCR (dPCR) HoR
O 5B P Y RS I T BOME LIRS SMA. 2407 BRI, 2021 4 UL B BE P S LA
BASYF BN B M 3% 45 # iy, AR i 2 m A &5 (TicA )

(4) P2l

ey B A AR A 45 Natera, Myriad Genetics, LabCorp, fERIED | DI HHFEA |
DURRERYY . FEAmIEN | Lintiik . mREY . RS,

o 7 0 A A 2 i EL A AR PSR AT S, 0 R O R I PR AT HIE | I
PRUA B A2 AR TE DA Bt — 0 i e, BT, 4 3 0 A 577w i dr . s
| TGS W AE N L B R 55 2R A0 P S LA R AT TF R4, PERE & AR Bk i &
THEE, AEEEREIGES KB, 45 2023 AT, H RIS &
i AR M 55 SO K 2 42.45%

RS B # A i i e R, HEREE T R IR g B s s — 4,
R Ny R g A 2 S 7Y |40 SN ¢ =y ER 7 ik £ L Wk A SO S N [ B
A, AT T A SO RS IE A . 2024 4F 1 H, Invitae B 45 5 BIA] Natera

—
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E=Fp NEAH=

WA F R, Wi E A M RA, 3 Y 5250 1300, [H
WA A EE 24T 2022 4E3545 2 /270 B+ B Rl

T B E LAY, 15 O A T M A O A A B 2016 4R, g AR AR I 4
Counsyl Xf 346790 & R AT 94 R RS M A, 75 JAMA ERISCRR M, A
HIRTT 9% B 55%; X5 R IF Grody #UIRE 4 SCHMITIE P, S A H AR A
Mfﬁﬁ%ﬁi%ﬂﬂﬁmﬂfﬁﬁf ARSI S HAFAE 2 1R (R BHPETE ) |

S R H AR e ORGP (5 S5 3R

TEHEA A T AL U, AR BOCTELL R 71

OB AEM: #—FRMMFERAFEL, BIE meE., R, TENEFEF
ﬁ%;ﬁﬁﬁ%iﬁ%wﬁ%%A&ﬁﬁm%%o

OEXEMT: M TERAMNES, HkMABETERY, BHFHE5HEBEEN
B A PR AR R A BT LA O S — GRS A R L 2 O g AR
TE, ALY, ERER., HEKEFRXEELRGET —FF8E. 5 mENEHER
R % B 12, ﬂ%%%%éﬁf%%% WAERLRENFA LGS, RS HNE,

OHEEH: #—FRABEFHREMKNEE, BREEEE, BFRERNLL N
ﬁ%%@ﬂﬁ%ﬁﬁo

3.1.2 R EN R E A FH N
(1) #K

R4 WHO 2024 A 1Ak, AR RAWE X CR0E L o . RERESE ) | FREEI5 4
Pefili BE A HWAEIR R, ANEARE (RSB MHAF MM ARAE ) s 23K 1/6 (1)
WAL, FRER T2 2012 4F LA CHEAZZAFTIRAHRY ) BRREAZEAR
A AEGHE 5000 7,

fifple “ANREAE” MR 2 X2 — B A FE ( Assisted Reproductive Technology,
ART) , B35 A T #2485 ( Artificial Insemination, AI) FIE SN 3Z 45 — IR IG FZ A (In Vitro
Fertilization and Embryo Transfer, IVF-ET ) S5H7K

[1] Imran S Haque et al., JAMA, 2016 Aug 16;316 (7) :734—42
[2] Wayne W. Grody,JAMA, 2016:316 (7) :717-719

—
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BERTWIELSS (2024-2025)

Tt B LR PR R A SR L . N TR HOR , RIARIORS + 5 i o T B il 7
LEATEIEN, T 200 Z4ED18, T 1875 AEFE S E R W ; IVF-ET MFRZ AiaE 2
JLEAR, BISRBUEF MO )5, SAGTERINEATHE TR FINZs &, BS54 N
IR T E N o IVF-ET LR TAHE AP =5k 0E A 1945 FIF IR MR RV 5O T
1959 4F B SEIAF HIRSNZ RS - IRIRASAE ; 1978 4E WL E RG24 5K Edwards 5107 BLHEE
A Steptoe GAESZIUE B IVF-ET, JEATA I ZHRNEOR; RIESH— Ml 2 Lt e
F 20 4l 80 AR, ARYE WHO Fiflh ", Atk A it 500 774 )L EE AR S 32 4 55 T 0
A

(2) EX

eI RIMZNE - IGBAE R AR TR B A St Bl X Y ik iy | BRI
WAL TR R . T B 38 1L 2 RS R I BOR 28748 . AR5 CRBJRFE A B
SRUET . ANBHJE R R A G, B RRS TRE ) A ELAT B I8 L2 R sl AR A
Pl (HLA) FCARIRRIA, #EATIRIRAE ARTEEZ K0 ( Preimplantation Genetic Testing,
PGT) , RIFEREFFNOP 255 1 i 0 IR & R Z AR A SOV G 64T DNA AT, 31 i
v A UG AL R 14 J IEe 0 a8 (4 IR MR IRAE A 7, BRI EIRk o F AR T . st
HH A= Sl A5 XU 2,

(3) BiAR

MR A FE i B 2 B AR W22 1 25 (ICMART ) 2017 4E195E X, PGT 43k PGT-A (3
ALK PGT) . PGT-M ( HJEPRSR PGT) Al PGT-SR ( Yo iR &5/ & HE PGT) . Horp,
PGT-A X7 HT I 4 PR PGS (RBGAE AR st & 045 ) Xf i, PGT-M Fl PGT-SR X i PGD
(R AFIIR G20 ) o A aut, LTSGR PGT, A4l i FAa L
58 IVF-ET AR B S L A —X, LU0 S 9 ks i 5 (16ST) HoR A —
£, PARH PGT FiAR MR BIL A = T SRS st A A I A H8 IR *ﬁ/\ﬁu%lﬁ
W (PGT) | PRI HE AR (220 % LSt g AHOCAE S ) A Ja A4 L& (i WES
5 WGS KAL) o BLF 17 LA PCT MXTRHITITIE

PGT HE AR S A5 5 CIRA 2432 FISH ) FEPRE F | i 18 w0 7 | BR i) 5 R 45
5 A B A RGN A2 O DX RO . SRR LA R S e ek (RBAESE ) SRS .

[1] https://www.who.int/news—room/fact—sheets/detail/infertility

2] FRAGHEA BT L I20T / i de R 54 (2018 i)
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F=8n NAHR

7: fKSNERE - ERATB AT 2 SRR N BTIREF RN

U R Eﬂ?ﬁﬂ% ERa R E gy FERRIETE 'I%Qi')l'liil‘. HE
x A A

BTES PGT CNV WES

> HAWRE R LR
,,,,,,,,,,,,,, > BRHE

EEKRE/ NEETBREEE
(4) FH

PGT % B AL S SETE 7T LB #IF 1937 4E The New England Journal of Medicine ( NEJM )
FR—5183R (John Rock, N Engl J Med 1937:217:678 ) , KB 1967 AR Be it 5 % &
( Edwards et al. Nature 214, 576-577 ) Fl1 1987 4Ef Lesch—Nyan ZEAE/NRARAEL ( Monk, M.
et al.Lancet Lond. Engl. 2, 423-425 ) . PGT #2507 FH T A A8 20 35 DR g A e € A2 43
AHIEHENT, Elana Kontogianni T 1989 4F S T iX WiH A, I Handyside 5 AT 1900 4
1E 0N F IR R I & 4 Nature ) ( Handyside, A.H. et al. Nature 344, 768-70) , [ H
1990 4FFF /& PGT SPEAINIGE, 1999 AFFFIRTENGRIRE , 2003 4EHAFIGRAEA o

PGT S W —/INE e A P LB A, TR AR AP R i B A A ke
TR A BRSO ORI, L5 P2 UM BRI 3 e G R A . AR F b a
(human leukocyte antigen, HLA ) BCRSFIG) 045, W TG . RS2 4l B AR A R G
SN R S SBAEAGIN 7 A A0 R MR 57 A S A S S AR R B T2
R 7 O A e XU A JEE o

2001 4F, FERE DA AR (NG A HE AR BIpE ) o 2024 4, RIEEK T
A AR RS A R I BRI C S T Je A il By A BB AR RN 8 AN RS TR BRI P LA
Ay (HZE 202348 12 H ), REZLHHETF R AR B A HEAR N EIFHIAE 602 K (M
XF 2022 4EHENINT 43 K ), Sl B ASRS FREMBITHLIAA 29 K (15 2022 4F TR ) M,

[1] CEhtEF R N\ BT R AR B NS TEMNET AL ) (2022412 B ) (2023 F 12 B ), I04hfiER=]
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T LI B PCT IR, 14T 2015 4E R % D204l fil i IR 55 w) A A (o6
T S A B ALK e 2 e 5 R A A I i 35 A2 22 i PR I RS TR RS 0 ) o
2015 442 PGT Ay AR, 75X —4FERFTE (20122016 4%, 4EH7E 2015 4F )
IR EM RS —BERE . PRI S LR (SRR GIE) | Lt RPE =R
bt (SACHREERGAE) | AR Er (SCHREREGE) |« 2 B REME 0™Rh s e
F e SAFIZIT PO IR EE T A PCT BN Tat il A 2 L .

(5) Falk

F R A B e A~ A 3222 phy A7 B oA R e 1) 2 A AR AU I AR 55 . T
ANSLERBE S, TSk RS TS HE LA S BRI AR S B SR AT, 2 =5 5 PRGN 2w ol i
B R 00 2 m it PGT 5 &

2024 4%, LiE. TTPH . IR NSEE . HONSEME AT, RO B AR I AR Y B
AL AR, FAE 2023 4, 650K 16 T B AR SRR I H 99 B A H 24, ik
A S — A B AR S ORI B AR A HLIX

FRFNMERY IR A TS L2 A R AL Vitolife . Natera, DUREERYY . FPREIER | 5
FAME, FEAML Vitrolife 2023 4R 3.36 12.357C (ALK 9% ) ; Natera E1K 10.83
{¢.3850 (TR 329% ) 5 E Al DURRBEST 2023 4FIRCA 2.08 427G (Al I 48% )
B AR H (2024 4 ) WTHEN 5.42 /CHETT; ACHEBE AT 1Y b p HERE R B A
BRI T 2023 4F 11 H 76 FIIEN RidEA T b Ths a5 28 (R 2023 4F 5 H 58 i D+ 8 RlE ) .

2021 AR, AR AT 8 A4 A 400k 2 A= BGER O I s ARG 55 . B, 2021
SEAEFIRTTHOR AT Vitrolife WS IR G A AT 15t A% 22 K 23 B Igenomix I-H7 3l 65% HYE
WK 2021 AF DR BRYT IO B R IVD A Rl B A Y 2022 4F 3¢ [ £ M fg e IR 45 A
Kindbody Y1 3 [K £ %/ ] Phosphorus Labs , JTJE R HLA BTG 22460 F0P R 15
i 55 o

FlE 2023 A AT 902 1N, BAAEFRAN 1.0, NERNER 10%, 4% 30% 1Y
BIERAGE, FEN P S AU LD B LG, P IR RR AR A T8 A 2 R 1T 37 A 24
2435147,

T RBORLLA DL LRI T, IR A RS AL A 0 Ml S R g 4, FLARD
FAMBEIE R AR BRI . A SRS L, A J2 T AN W R EVRL U . AP i st

—
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E=Fp NEAH=

. IRESRA S BRI A AES , M B AR S AU A B A AL s ARGk R,
SEE AN . I A BORR B R . ERGUERY ) s R RIS, PGT T
TERIE BB (ENERATITAE) |, @& EHE— DB CBands e mixtIea &
PREEEOLARR DN HERRTE ) |, SEIE 2RI RIS, #E— P RS A B 2 0] LT =AU
EEILRIBLA

TENRIRAE A BB AL A A I 0, AR HBOEE LT i .

O AREW: HHEEMM, 2o0TNF (BHR=AMF) FEARTFRH AR, 2023
F10 A, A4 el b = RO FsOR oy B AR R AR e AR\ AT 1 2 W EOR B X 2L
EEAEMAKRERFFERY £; 2024 F5 F, FILAFWEE —ERAEMEFFTON
FLA KA 7 PGT SR sk 2y LT 1 Gl X & W R MMAE = F R4 (FSHD) &4, #
By — ML EPRA T — A REEE,

ORREW: IR, FEREENH R RAEE L0/ BN ER; B, ki
PGT LA 4 55 5 Go 4 By £ FE e k&

OFZEW: ¥ AELMT URME PGT B A F N, RETESXEMBK,

3.1.3 sl = & E AN
(1) Tk

ARG P R AL AN 7 ik 35 SR LT 2R I 0 A LA R AR AR (oK el ) SkatAT
RERVIATAR , AR MR AN i O SR / ™ XU, i HL e 2B 55 A LA A S g Ll vk
FEFRIE, hnad b A S pa piE R N B A SRy E By =, M 7 R A A2 R A AL
FEdl A B EF B, (TP ETTSh (2019-2030 4F ) ) 42 3] 2030 4F 7 Fiy i 25 R 2
ikF) 80% MU I

XL = A AR I T35, NIPT Jof . AR (RbkoRin ) | HERRPER (B
Y= 93%, F5tk= 99%") , ARG K 250 45 o XU (R A B RS #E 8, il Hh A
B ZET NIPT B RIA N 7 ik A BRI 55 N B I8E = 19 4 S vh BRI R AR 2103 e, IR
T HEHNRATA

[1] Diana W. Bianchi et al., N Engl ] Med 2018;379:464—473

—
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HRETWIERS (2024-2025)

(2) X

T 7 i e DA 00 A (el BRI Y e S EL RIS O P s R RG22
—, SRR AT R R AR A i, R BT T AR H A AL FA 2
ZHEMH.

Te A 7 A PR RS S 3 BT i Lg% A R AR B (9 01 DNA KR A, RIF NIPT

( Non-invasive Prenatal Testing ) , HHJEEEIXT 21- =ARZESAE (FEIRZESAE) | 18- =

REREAE (R AEARIREEAAE ) A 13- =IRZEEAE (PAFFIRZEGAE ) o NIPT Lkl NIPS
( Non-invasive Prenatal Screening ) , /R E—IfiidrHAR (AE2Wr) .

8: NIPT "EE

Maternal
Bloodstream

XDCX Fetal (Placental) DNA

{5 2L SRIE / https://www.stgeorges.nhs.uk

Rifi 5 I IR T R R LA R FEAREAC, T Fy SE A 2 2] NIPT-Plus (i H At 2
AR H S A e ARk [ R LR AR )« WES (24 FAHM)T ) . LIFLL
NIPT by =517 )3A

(3) B H

NIPT 1 2 BRI A )™ A 2 RS DB A Al PR ST B G 97 i, B A R A
A1 T2 20 4

R RREE I, SR 1997 £ HTh SO S (Dennis Lo ) #4% & 2215
AR AEAE IR L2 DNA; 2008 45 F5 8 BH 2 R AR K241 Stephen R. Quake 243 (7]
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F=En NEH=

S 93 B ST AT T HORBAIE; NIPT B0 R 52 BRAE 2011 4E 3] 2014 A2 FE b E |
BRI 22 350 4 1 X EA T, BILAR B BE T = UGS A th B T — 264385 2014 4247,
FE A 2 5 W B BRJR) (CFDA ) M4 NIPT, FERLGE IR DNA I g BRI 751 06 2
CFDA {1, I E 5 A FIit R A 5 2 0 x4t s 2014 4E°K, CFDA A B K NIPT
HMHIE; 2015 A7 E K Tt Zedi bl 7 4 108 K BB vl LLIF R NIPT (1 PR
2016 MR E R PR EAM (T HIEA P I RRZESNE MG LR DNA 7= Fifi 4 512 W
TAERESN ) |, FREA IR NIPT B A E TR

FER TSR I, NIPT HEG AL R m 0 21- —RZEAIFE (JBIREGAE) | 18- =
RERBAE (BABAEICERAAE ) IS 13- =ARERGAE (MARFICERGAE ) I3, IEBPY R
HoAb g %5 B 58 DAL Rk / M Z 2R G 4E (NIPT Plus ), ASKA 421 |
UEUR I R S5 R AL 23 R A Ve A6 o PN

H B NIPT 7645 2= /0 d 60 A~ A5 284, AUAE 2019 4 FL AR ) NIPT fi
K T9%, fir>=hy 46%", R 20%-509%", FePH E LT E T8 8 4000 1A

o T H A EE A E A 25035, NIPT IE AN A ST AHZ M & S 2 7 AR A 25,
OIS A . 2015 4F, B BRI RBGH T E AR A Y R S AU 1) 4
TR AR BT (OKP) FE 34t NIPT 5 2021 4F, 38 DR HL A T2 XU (19 22 1
(%) NIPT ZH A SEE B GEREORIS (UHC) o FE[E NIPT 3% H129°k 300-2400 T, A2y
1500 5T / ¥ Horbr, 300 T80T MHHLIXCKE NIPT 49 A 2024 45 28 GRS 50 H B Mg . %
IIFE 2013 AERRJEAEFRENS NIPT 9 ABER, [ 2021 4558 NIPT BRI KE] 10 R4
maER, YL R, REE. RS ) A5 6 2 A 19 22 1 S SR B A4 NIPT ., Tt s F
2019 4E7E 4 E R e TP R A8 20T wi sk N i & BRI H , HIHH 30 % 2024 4 4
1 H, Rttt 188.8 T3 AWK, i 2642 S Xof i [RZR A E FIWT ) i S 04 T 2
WO, AR 4000 A0 H A BB LI A2, 2024 4F 8 H, TLIRAE KA XS NIPT
AT BRI B IE A o Ho D) 345 STl m BRANY, 7 SRt =l & J Bl A AH DG il

NIPT % BRI E 2

@ 1997 £, HH XK F)E ¥ (Dennis Lo) H AT R A B MRS L 2243 4k
JEl it Y Zefe R PCR 43 8 77 s WA 7 2243 40 B M 45 35 o 77 4 b )L % DNA,

[1] Lore Lannoo et al., PRENATAL DIAGNOSIS, 2023

[2] Vardit Ravitsky et al., Annual Review of Genomics and Human Genetics, 2021

—
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® 2008 5, )8 A I H A £ B Fr 4 41T PNAS Bk A X &, T A#AM
AT B R B At 2 DNA JF 7] ok & LM L 21- = 1K 48 & 1E (doi.org/10.1073/
pnas.0810641105 ) ; 7 3H 48 Kk % 9 Stephen R. Quake #{ 4% [&] #] 7 PNAS & A T 2 L A&
R, ETFERENF KL T 21- ZKGE AL 18- Z KL% AR LK 13- Z K4 A4E (doi.
org/10.1073/pnas.0808319105 ) .

@ 2011 %F, FEAHKARTREN AL G KAR, Bt 753 £ ML 21- =
BEEEEHATHA A NIPT (2-plex M, 20K >3) , EHFE, HERMFTE
AT LW, KILNIPT &l 21 = R A L8 RBUE 7 100%, 43 MHH 97.9%, [
PEFMAE Ky 96.6%, % 24 98% By NP BT (doi.org/ 10.1136/bmj.c7401 )

@ 2011 £ ZNIPT W L. 3 A, MHA LETEAMET HEREREERE
Bt NIPT Il R 3% 5 B9 NGE; 8 A, F# T B & 6 NIPT Is K4 0l; 10 A, £EIIA
NIPT b 7=, 3 f 2 25 X, 2] 2014 £ £ 48 1E 60 NE K (doi/10.2147/
ITWH.S67124) . 20102014 47, Ul F7#a . Sequenom, Verinata Health, Ariosa Diagnostics .
Natera % 4>\ 44k ik 5T, 42K . Life Technologies ( /& % Thermo Fisher ¥ % ) | Illumina.,
Roche % E 3k # % NIPT 37,

@ 2014 £ 25 A NIPT 28, 2 A 98, E CFDA, EXTitEHALH (*
Tk lg RAE BN FAEX " R REENE ) , FR NIPT & Kk Kol M
BT @M~ S ELl; 3A, RERIHZEAA(XTAEGAELZANFH A
KRR R BB T ER) ;5 6 A 30 H, %AZEKSGHRE A NIPT 15K E
MHE, WEENBREXEN TGRS REMIE; 5, RLEH. HELY.
U1 3% ZE A B9 NIPT 7= 5 A 48 3k 4o

@ 2015 F, # L FRERXRIWZEBESRAMA (T EGEEXLENFHAIGRK
BRI R BB TR E s ) (3 Rkt #. NIPT, PGS, H & NIPT 5 B # % 1
BAAFEEREE, HEAY, ALEE, LiEhE, ZEE. HREEFRBHE)
ERTitZA4a &4 (X T il & e @ & & E 07 7 ar i & 5 2k K
BRI A TR /) , FHET T A E 108 KIE 7 LA & NIPT 891 KX A .

@ 2016 F, RERT AW EZHNTEA (X THEHFITREINE ks Lk
B DNA FRifiE G4l TEMdE ) (ELAE4 K [20161455 ) , M4ELH (F
15 E G LU B DNA PRl fi & 5 D AME ) , MAFEAMEERETEN
Il /KA | NIPT,

e
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E=Fp NEAH=

® 2018 5, HiE 48 k=¥ Stephen Quake LI F & A X E A, FITM EFAKNIF S
RNA( cfRNA ) 7T DL B # € o e A7 B & A IR AT F =), v 4 M 5 7 40 %4 ( doi/10.1126/
science.r3819 ) ; [E## T cfRNA, Stephen Quake A #f %% & #] RNA £ A8 & 1k,
LS 16 B Z A0 TN 243 B S8k F i 69 XUE (doi/10.1038/541586-022-04410-z )
HEFTWARRELT Mirvie A7, FH KA 9000 7 % 0 HH# % .

® 2024 £ 1 H, #Er A e+ 7 A7 Nature Medicine F 5% 7 #r— X =4 — %4
PR % P E e R R R, BN S AL R E M K R 2R 1,090 4
NA B R Z A i E DNA, ZlG R EdkEm Lalth 7 kb miFEaiEe
EERRE, FekEREfrmEermftkEZ oS TRERWEILRETR, BL
WAL R HEEET 60.7% (doi/10.1038/541591-023-02774-x )

(4) AR

MUFEE [, NIPT J23 i 46 0B PR S0 A i i 2% A9 16 JLIE 25 DNA (fDNA ) , 4307 L
P (R IERLAHABR I TR DNA KREEAR . FIXHE SR =1 DNA Kty (7EAfL A= 55
WIR AR R G LR B S KRG, a2 A E R R sk BB IR, K5
il FH G L ARAZ I S W R A T2 ) o

NIPT 5 FH ARG 45 2 i B LI (NGS) L4318 A (microarray ) o H:
HNGS SF 5 55 A5 A2 KB 3 | Tllumina Al Thermo Fisher, 45185 A4 il 4
5 W40l Ariosa Fl Verinata Health, Ariosa 7£ 2014 4- 8% Roche L 6.25 125700, J5
Y Verinata & 4= % FJf 1A, 2021 4E 8 Roche H £ %5 BioReference; Verinata 7F 2013 4 #
Hlumina P4 3.5 {2 E 08

—
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9: NIPT 5EM=AraERAX L

Lol

A

g Y= SR ®EAX G

. 5—10% B FH 1 2
6 L3 Eh3% 8
AR iﬁ;“ﬁﬂ% 11~13" - x4 B 70-80% b 4

5% 16 1 =
60—-80% - H &
FHe AR 13 3

21, 18 WA &
dnE# L AREEREK, B 11~200 #Ekh A8 47X

27 1w
L & o B
e hED 10-13%  HERER
M REARE L ; N > 0% 1t
16~22 | 2—4 [F
BERME R e Agd I T 1
e 220 I EA
L 21,18 13=Z# . \ =Rk
e TV E VI I PR T
: (BB

BFEFRE/ 2T, HIE/ EERE

HAFCVEM R, NIPT HURERU7 25 DNA 2/ B, 76T A e € (A R £ A 1 [w)
HHTABEA SR CNV (FEDUBUE R ) | 526 DY BAMEIR 5 5808 CNV-Seq (fIRIRE
SEFAIMIF ) o 2014 4 1-3 H, EHIET NGS M7=HT CNV-seq 7=l (K HZifEA
LRI VUL ) SARIGRIEMHIE . AT Z2 0 F R BEAR R Y 13, 18, 21, X AlY
et AR AR AR S ARG s 4 A, T 3KFET Microarray 1Y% (448 DR 545 ik
Mg () BN, BARRLE AR, 5 T ans Wi RS AR T %

TEFE ST, PR S A Y (6 AR H S0 DL S e (O Rk / 3R B 4 HE Y NIPT
Plus H AT IEEIG RIEMAIES P, FEF, HETEA NIPT Plus AR TG 4, I
RIF R E S g 2 2%, EX5] A NIPS-plus T80 R AKEA BRI A IIE, FEPE 2t
L -3 4,

(5) ralk

NIPT 450 i) [l N AR A Ml Bl AR RO I | DL B[N | Sh 22

&
&
=
HF
=
i
H
o
i

—
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E=Fp NEAH=

MR LR BEY . ML EESE; [EAMUER S ASE Natera (YW Invitae B4 5 R
P45 ) | Mlumina (YW Verinata ) . Sequenom (2016 48 LabCorp LA 3.71 {Z3&70HI ) |
LifeCodexx ( 2017 4E#% Eurofins Y ) . Vanadis Diagnostics ( 2016 4E#% PerkinElmer Wl )
Premaitha %5,

EN, NIPT iz hfesekil, DIBUF 35, EREAMIEAS S5 RAD HIE
KIFRE, BAr(EEABIA M AT, ERAIX RN IR R, MERRH (2024 4) ,
AR IEH B TE R 159.90 1270, MRIEATFAY 2023 4FFEHR S R, 2023 4F BE IR 43.50 12
JC ([T I 38.33% ) , AEEEREE L 11.78 420 (R K 5.55% ) , HAJeal =ik
WDl g5 R4 AR, Mt 1517 5 ASREETCA) ™ RS E A, fhBAR T ZRIPR (S5
Al Genalive ) . BiHR4E ( AAE Biogenar ) Z5HIX ;s DUEGIEH ATIE N 27.29 /478, 2023
AERVEI 11,51 1278 (FIEEFRE 15.83% ) o

Invitae [ 2023 4FE UL N 4.87 12370 ([ RREZ) 6% ) , GAAP EBFI% N 36.0%.
2024 4F 1 H, Natera B A 52 LA 5250 J7 T Invitae BTG P2 R A FIHEHT 200V 55 .

TETCRN AR RGN AU, AR BOTE LR J7 1 o

O REM: ¥ A NIPT i & & A X 5 Fn L A 36 & o

@R EW: NIPTH YR AETEWFAT LA, TUFLEKD T, Ty FHEEX
H—FPREFE; AHFEXT, RETEFELE -BERRBE G, BRKRTHAEA
B RE AR ROER PR, M T A M A T AR b b T DUE AR 3 R A R
) B9 B BRI e, BB — S R

® | Z EE: A sH NIPT Plus % 3 X BOK 89l RN, ¥ 3 E 89 NIPT & 3h 1k
SINEBREMEREEST,

3.1.4 HrAEIILXHFE
(1) FBK

70% WY IR LB, R 0L 2y 80% Hist e N 38, KEHURA Je Kk
P B B = R e M, — 23 6 D H IR A I BB A B RAEIR, A5
RIS L. G RN A A WTRENS T AR RN T n] BEAYIR RAEIR . ARAE
PABAK R RGE R, LMESZE SR BT, Bk LR WIS i £

(1] JAscis, SEHA) LR B ERn T AR, IRRILBENG | 2024

P —
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(2) X

BrE LI #E (Newborn Screening, NBS ) SPRZ M5B Az LB i e, 2P0k = 2Bl i)
AR, RGP | A BURERET T, WL A e R fEE AR R
T PECE R A — LR | BRSO TR AL, RS2 A LI PR 1 AR BB R
PR AT e R A S AR A T A2, LB TR A RO THasT

TR L A5 8 P ] DR M DA [ T A 2 5, 7 DL B9 Ao 288 6 475 45 PR PRAE ( PRU )
AN AR IMAE (HPA) | Wi g Rafs | Se RO SE | Se R HARIR DI BEGRAE (CH) |
B -6 BEIRI S B Z A (G-6-PD ) | SERMEE FIREBUEAE (CAH) 4%,

gt L A id i FRIRTOEEOR , UMY (2R ) MEoabrs i A s 21
Wio AR, B KRN L NGS BoARIEA T A LN i, i — 4 T A J LA [N i £
FRPRRI R, AR X T W JC T S A AR A5 A A 45 7 T A S O

(3) MH

20 42 60 41X, WEYHFR P AR - #EH (Robert Guthrie ) 51 A HRR 1M 2] 1fiL
TEAC T R IR A AR ERAE (—Fh 2 WL A VAN ), JFR i Ui, JF1S 2Imak
T o BCFP O IE AT ALL R P A PR 9 2 LTE AR R AR AR ke, it B AR
NIV ZYNEYT , ReAT B 1k B ) it 45 (R A

2014 4, SEEEL AKIEFABIIEHT (NHGRI) & HIET NGS A8 LKL i A5 10
H BabySeq, Z5H47R: 11% F7AE 12 W ol F0m 4 B 5 R 2 9 XU, 5% FEAE 25 5L 1A
P, 88% Je Kt EUR S S & s 2016 4F, hEBA LRGSR S, §7F
T R P DR AR LR R A BRI B e, it 5 ARS8 T 10 J7 R AR LI BRI 21
M 2021 4%, BREZE G 6125 Tk &85 22 )5 3l ScreendCare T H , 14 AEZK
1) 37 ZHUIZ Y, 5 AEWRIRT 2500 T3 WOTTE:, BT AE LI A i A Fn N T8 se hin it =
DR W AFITSE; 2022 4F, SelE S A 2023 455 ghB b LI R41iHR), #8% 1.05
fe e 35 10 JT 28 AL, fids K2 200 Fhaf 3697 9%, % H i Genomics England
5 NHS =%,

[1] Ceyhan—Birsoy et al., Am J Hum Genet, 2019
2] RIEZ, mERFAILBEL27H, World journal of pediatrics, 2022
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B 10: #4E)LEEFEDRE K REG

E=214

KRB

S5

T H & v

BB AR

PEREER

HE N E 10T B
#a LEEAN T,

BE 2024 £, MET

R LA E B ﬁ?”ﬁg@ﬁ%w'mm%Mﬂo
;;i%% WLARE kP rHARERS ST A BB NG %m]jiié%fgé@jz
e aom FEEEL  L2REFI, W2 2020 3 5HELF. 135 o) ol o e e
ST SER RMRGHEALE NEESfRE o RAEAR
KR H = & = 99.65%, FHMEZE 7.22%
;it% L g THERY 8 XE NGS Panel il &, # 20224 8 HZAR3 F
;%%EJ};;? 5 FHM, ek EE 2021 N 156 Ak 5E % B9 159 ) # 4 L2, M
E)}%Iﬁ 0 BEHAR T ANFEE £ 4.0%,
BES G FHRAAE Bk LEERS MS%mHMﬁ,ﬁfgfgkw%gig
W Lkfe EXRWEH I RETNA, FE 2023 ESLARmMes A o T O L T
= Vi A 1= 2 - US < LB o -
FaLEE EHERAY BhELLEERZ s
BESPe WRATLE 6 REFNN, Tk 23 L0 TES /
i E B 3 E R AL =
LA E AR X E Luwwma Ak
BabySeq [, MM NHEFE 2003 g ok g gy DEEEEEAR
L E R PR N L
200 Mk e, HHE = #E 20234 12 HAE %
Early Check RTI Jb-E N A FE T A& s E 2018 ¥, 180 # W T By 27000 4 JL Z. WGS M
J International %, #7 k%4 %W, 30 A 13354 ANE A L B
B ey, TAERRE 24 DMD AL
20232024 %, % J&
144~ E B 37 ZH \ AT THERBRH
BB E R &% A, 4 Roche, B SN kT, ML
ScreendCare Bl |25 Tk I1lumina. Novartis. 2021 18 77,7%’%; )Li&%’ = NGS 5 % 4 NBS 3f
He Novo Nordisk. Pfizer f{ﬁ%fj pané] i T LA, ggﬂgg;ﬂm
& 2 3] 9] ol 4R B
4 16.7%
Tt T K AEEANF, R
w, mpke el #1074 4 L B 0B FI0 A
GUARDIAN AER. AK 111um1n§, 2022 & 050 4 F 5 LA T M 4256 A4, F LJ)?
T 4 Sanofi T e s 36 K, FHEZE 3.5%
EERE AFEE, RRE®E

WA FR B

BRLR

—
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TR LI O A AR T 1 40 ARAF, W FHSE DR BRI RS A ) L [ i 2 AN 21 10 4
TERUE BB A | AL YR BRAOKEZR T, FRIRDH A )L PR i e MR 20 2 -,
R A T e 1 I BOR AR 02l A A AR B T o B A LRI AT v, 22
SEAS A A HUB L B R / SR, SRR T SR . SRS R . BB L
W2 W L A 0H) 7 T T IR s e . P LUBAACHHR o 1 (AR E
MR /A HLIR / NENIRACHBEGS ) | IS EAEIARE AR BUE S e, Mz OaAg
FINEEF W/

BRI R A 2, R H R R O A JE R T NIPT Shdechy ) Iz i B R AR vy FH R A
TWiHZ—, IR 22 RN S R S 0 A . AT X A A T R 2 ) Uk
FEPR s DA ROR A L E- B S PR AT o 0 A8 174 B 5 35 PR A 45 2 oM B st AL i R (il
GIB2) . JG RBEMEEEILH (40 SLC26A4) FZGWtEE AL ( 8 24 R RS
mtRNA ) 45, HrpaR &2yt B A AR REE 1B A= LT J i ek R B, TR ik R i
PORFEARINIZ A . B2 L A A B U T P L R 28 i, e T 2012 4R JE st 7
SERIIF R T H L LR A A, 5V RESE AN TIXE 600 A L. H
AL 0 B2 B R A ™ i R A S s . PCR. RN PSR AR & 4, Wk
ALK NIPT 522 10 H- 2200 A [/ D 364 T

(4) HFER

B LI A HOR AT IR . PCR Fls i@ LY (AL4E NGS. 77l
PR o

T GE it A L AR LA bRy, i i & 50 i 52 BRAE J Lo B N i 4 40
FPLA s e, (A AR | i 2o oA R LGS SEBL R A i B (T RS 2K i
HAZIRIL) o NGS XSRS K AR | ZFpAE 2R 52 DR S L) K i JE vl S A4
PRSP BB AR B i A BAT WA H, D poe i A T, AR | Rig
W [T RTAS

NGS FARSEAGZITE L, ARE] 5 T LA S 5 HE i) BE AT AR M (panel ) | 424M
THWF (WES) LARAZENANF (WGS) , X RAYEEAE S A H | G R A AR
WARTEe B 2013 AR L WULEREBE, A AAR G4 PR B 519 BabySeq W HITAG, HrA: )L
B A A T H 2T KB MERA . KA PCR B A 2] NGS,  LUER =f i

(1] HEH A LA AT S IR el e PR s A R, rhAEse i LRHIRIR AN, 2023

—
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E=HH MAHE

BRBFFERE ( RTI International ) =51 Early Check S, 2018-2022 4 PUAE[E] . fiidr 2 11 44
SMA (qPCR) . DMD Al FXS (PCR) , #liiid WGS ¥/ 2 200 Fpifl . X TAE G0 P46
MEER H (SV) SR, FBM R4 MR 5 — BB AE 2024 4F 6 A Az 3k Ae (rhaepE g
e 2is ) BRATT R 4 SE B AL P I i L& A8 5 il o & ) 25 St iy
LRI |

R I 27 i 55— P& B agt A% 5 7 i i ot 1, AR DA 8 R 4 S PR A 7 A
T 34 JEE BT R MG, P S HFARN (fWGS) BEUETE 24 /NEF ~48 /NP
AR I T, 2012 4F, Rady JL 88 541 EE 24 BF58 T Stephen Kingsmore A Ky )L 2
FORE WS (PICU) 7E 50 /NI ABGE 2T, T SEEE rWGS M IR PTATPERSE . 2022 4F,
Stephen 5 G EMIAZE . GTRx 2 BLRSE, 7E 13.5 /NP SEIE SV FI CNV A Fijs 1%
FRZWT P, RS Rady JLEE LN ZH BE2AREST BT 2012~2021 4F 31 R, 2433 4 LA
Z WS JaSEBL T -3 37% B2 Wi, 29% (WG IR IT Z %L, 18% ARIMIGIRES /R, 7840
WEA T tWGS TR Rt L his Wb A 250k o

11: rWGS BRI A2

A Times: 72’ 16’ 660’ 46’ 12 (<60’)

Order - ) 2x101 nt DRAGEN v3.7 Automated Diagnosis
Wesin | | 3ouL | |Abbreviated | QA | |novaseqwas,| | alignment, SNV, {GEM, MOON, .
Electronic EDTA DNgA PcR- | concen- 1+ SP floweell, indel, SV & CNV | | TruSight) ) —= Rapid |
Health blood | | BONA = || customrecipe, | | calling, post- e Critical Result || precicion
Free Libral tration | | Fl EHR &

Record IR v | vlSreagents | | filtering | FlaginEHR || medicine |

“““““ — - . GTRx Management T - 4
——————= Clinical feature extraction by Natural Language Processing I L Guidance )

@ Phlebotory Order | Natural Language Processing L

—— | | 30yl blood

Clinical notes*® HPO phenotypest
¥ o v (&) rwas Order, ! rWGS Order,

| Electronic (D) rWGS Order, Clinical notes* rWGS Order, (| Metadatat | (B) Li Metadatat
3 L | ibrary " [
Health f————————— g (R icle ]| v Prerprery 117 *\ preparation _',@ 2

Record Diagnosis* —— -

_———— Critical @ viag (&) HPO phenotypest ‘? i
-— e L e L L]
L Result Flag_ | Metadatat Metadatat DNA
— — @Diagnusis' Sequences

GTRx | [ Automated . Variant ) ( ati )

management Interpretation ;2:1:"1 Annotation | v:rg’;?gﬁlﬁs:

{2} Management Guidance® Etﬂgf_ﬂce Diagnosis* | Sofgvare ) & Filtering) @ |

1 I

h e’
‘ © External ‘ | Genome- ! Variants®
i | variant, gene, 4 Phenome -

MetadataTh disease IRs | Metadatat _ Database _

{5 E5kiE / DOIL: 10.1038/s41467-022-31446-6.

(5) /™l

BB LN A, RIS ESCR B E A . oA A . IR A g L

(1] BRI SR 48 /NN R SER AR, BR2G TR, 2023
[2] Mallory J Owen et al., Nat Commun, 2022

—
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RGN 25 Ay A ft R 5 R RS R 55 B Ak T 8 o IR AE T, A L3R IR e P KRB A
PR A SR AT P A B e e e, R R IARBA ST | fl RS ZR L) I 25 AT i R AR
PRIt 7 M 1 2 AR AR S Al . FE S Al T DG Nlumina, GeneDx (Semad ) |
FIEH . DL PERILA | AR, b, SERIL R LIS SR i Bh 2 %ﬁé
TIREIOIE . 538 5 25 W) 0 7 &5 KAl I R — BHE — 25 R B2 y7 IR, 7E 2024 4F 5
AW NALTE C Rt

TR LR A ik, AR A OCE LT .

O A BT : NGS WM i A —F BIRT KR AR, &6%0 707 ke
HAREERATREN, FREFNHEAEGEBFEERTE, W FE ] 2 AR 4t 4 By
R S

OEXEW: 5 CROAGASEHGEELIN, WRKBMEEBTE, BA%N
HRME, PR ERR, SFAEILMENLEESIE, BLSFORERETKERT AR
FRELHMREEHAR, FESHMEFEINEERTHE (NICU) RERN¥ZHE, 2E
P KB HT A LIMER B4 £ EKFWE LA E R & L2 0 0y o B 3 & L E R
( Chinese Neonatal Network, CHNN ) . # A LR mih1ERN ., EXERAFWE ILE
BE e 22 3k o 6 B BT AR LRI L W R T 4 4 PR 6 B B Sk BT A BT AR LB R R
WARE-EMKFHESLERZE LN F E 7 #4& LI 1E M (Sino-northern Neonatal
Network, SNN) % U,

.ﬁ‘ﬁﬁ-ﬁ&*ﬁ%%ﬁiﬁi%i%%@ﬁéﬁﬁ%iﬁﬁ%iﬁE%ﬁm
BYPH-—FEFHFENLFENTCEAIBEA, HREFHE, #—FRREFRK, Rk
Dmﬁgk%o&Iﬁm?%%<%é%ﬁﬁmﬁ%ﬂﬂ%>kﬁ%mw$,ﬁ*ﬁm
Hy 7 2 98 B XL 35 28 K M IR IR b s JRURIE | 3R T B R OIE S BT AR LR AR R OEHR AT ) AR

3.1.5 ENWLF

ST IR A WIS W IR PR -5 A T UIASE, DRI A AR R . R0
JREAT T IR Z AT, X R ERAULZY, AR AT R WA 2 E T

(1) R

JRUAE 2 LG B o G SRAIK , {HE IR 6313 Ff ( Orphanet B8 ZE#L & 2024 4F 6 A 481t ) ,

(1) EFT, AR, TokE . BT IR ER R A LIRS 0] EN LEREE: |, 2023,
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E=Fp NEAH=

LIRBITA 3MCNF WA, T 70% FE 0 R BAE LB Y, Bt 95% 17 DL %

A MBI % ONRIEE S, Fbifi/b, R AL, FUReHiE TR,

f&@%ﬁ%ﬁ¢5$ﬁ%m%,M%%%%%fﬁﬁ@,ﬁt&%@%lﬁ%ﬁ%?%
IR s MERARZ H WPR MR RIIE R, 506 XN B4 A ST 4R L SE Rt M S

P BRI B . 1S RBMIFRE, 2021 4, BEGEIR S5 76 Ji 2 Uil
i RS 5 WG R B A NN AP ) BB, 2022 4, F[E [E X A (2=
Jei CEZFEIREE A PO BCEARE) |, AP EOR I E M DEOR SRR H A T I 2
PRSI fiE

FERBEFE IR I EEITF . IR T 80% Zsferhsom ", AN 6313 4Fh
UL 5 4489 NEE A T%‘%E%E’J%ﬂﬂi 0 5 RS0 o 3t A 5 R o L
AL AE 5, (145 25%-35% WIARTRIZ B FH G FIZW (PMID: 35220969 ) , 3 k3246 #
FRESEAA:FHE T o F DRRGI 1 v i 5 Jrole 27 UL i 30455 2k DR 1 o ] 22 PR 4 e
M 90 AR 37 4R 2] 2014 R LT[R .

B 12: EEGNEATLEREBEFTDHEXER

1171

2 r 40
W Genes
5 . F 35
250 4 :
W Diseases . b
L k30
. . g
200 + rolling median 2
3 - v F2s o
8 . >
c =3
S 150 20 ®
® =
g g
2 % ris g
al =
10 3§
19
50 A . @
0 L e i e |. T J‘ J J ' I L e I" 0
S © 0 O N ¥ O 0 O N g O 0 O N <l' lD W O o q‘ ED W o N & O K
O VW O RNNNEN®R®X DB N QN G O gg88g2dg¢g¢g
D OO O O a O 0O O O O O OO O U\ o o o O © O o
™ ™ o e o LB o B IS B B T V'1 — NN NN N NN NN
Sanger - First draft of human genome Next-generation
sequencing Human Genome Project sequencing

(Bt &k 7 LA EMAAHE, B ORT AR KB HE, AT R LA AR

{5 25kiE / DOIL: 10.1038/541597-021-00905-y

[1] The landscape for rare diseases in 2024, The Lancet Global Health,2024
[2] (2023 FESE HHEIT A SRS )
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p

(2) X

ZE LI ( Rare disease ) —i) AT LIIE 12 1867 4E A STk rf 1", $8 1052 BB R ERHOLIE .
FOHABBF 2RI, 52 D P I A L DA (g S MRt 5 . WHO 52 T
i — JE AT R G ARE R FVAAE . &3/ F 1/2000 N HUBERT . I BRpess 43 2 it =
GE(1CD MR T 5500 Fft 7= WLIF( LCD S WA Hh , A — 2 DL % 7 il — AR U URL ),
PpIF] Orphane ¢ WHO e BABTHT, #EESCHRES ) o

25 L AR AR A X0 2 DL 2 SOARTR] . 2021 4R, 4 5 DL 27 AR A 32 ZR B S 23 WUE
SO D B A LRI RNT Iy 2 — . BIRRNT I 22— BIRABUNT 1477
AR o S ISR A RIS R I B — o ol A KD, 5 BEBOR SR o 4% B Rt DG aod 577 LA
LATFEGR A G ALA A5 SR 2% TR AN SR 2R AR 5 57 DR 123 K F FLER A A P e

13: HEXEZFMRX X FRHEHEX AR EZREE R

HhE EE BR 22 B
ZERFATE (%) 0.01 0.75 0.50 0.40
B A% ~1410 7 A ~24.75 1 A ~22.35 T A ~5.00 ZA

Ex#AahEeE XEREALLEEE HHNAREER HRBEFG 4

Ik A5 KT
5 i B. 1#E 55 (FDA) (EMA) ( MHLW)
7 5 4 3k A Or“(plhgag;;r‘uiaAr(;t Regulation (EC) Revised orphan
b W & B (BT EFAEK ) ’ No. 141/2000 drug regulations
= qa) (2022) @ DseaseS Aol ooeg) (1993)
- 2002 (2002)
L 25 7 5 o 7 % 7 4 10 4 10 %
FOL 25 Bk 3K 2 / % 5 50% / &5 15%
P 25 e okt 1 3 K b vV vV vV vV
PNEAR / vV Vv V(56 FH& )

ERRIR/ AFHER, FIE/ EEE

[1] Case of Rare Disease of Bone, W. H. Watkins,Glasgow Med J. 1867 Oct, 2 (18) : 233 -235.
[2] https://icd.who.int/browse/2024—01/mms/zh#
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F=En NAHR

(3) MH

FIFRHILST, BR TSI RS W 3, AN F A . - AudiiAr . AEh AR |
B Ui A S UIAR G . s ZE W R SERE T Y, S F RIS, dedr e DU i
AERER SR, HESh T WA OO B, XPBREDAN . HE R Mt G R A H
A

B 14: ERHESFTHNE

ERREERKE

W HE, &5 0A , .
E R E ﬁﬁk%@% L o1 M 2 e

FENmLE  KHHY, BRERGE WA L A A A A IR A Rt AT 3 E

ZWis sy KRELERE WILHF L EREE
FRREMF S HERRE A R G O LA W1 P 4
FRkE/ ERE

O IEA, AT AR AR I, R X M T B i —, ARIRAERT AL
G 2R ST A A, WA A A e PR ASEE M . 2018 4F, SEEALRM AL AL
58 FIAE 50 R~ 2542 Sk 10 A2 LI A5 5 H Early Check 20 A4 200 R0 HH A 45 180 b a]
TBIT R ;. A2 DA R A4 S (s A= L2510 H GUARDIAN 30 H 3 i WGS — ki
AR 250 PP LB fE s FRIEDHTAE LT A A B 26 T T 0 . QAR HE B P S
JIER, A A LI O A 7 P A A L LABORE £ SRS AT E b, B RTERL
F

BT DRI A4 5 WL A B2 W, 2 T AR e R AR S A I PR S B P A S AR
gt RIS W LR b, 858 5 SR A I RS AL 2k iZ W W, 22 1T BRIFTT
P 2B 9T RS- JER A 25 A VE . MR ¥ Kristina Ibafiez [ AZE (M T #2957 ) ( The
Lancet Neurology ) 7R3 R FRANEICRMT, RN 730! ih 55 2 H3 K DNA 751
BRI G DR A 57 DL 22 RGP 7 T BAT AR s 19 SR R e, bk TR 70% HY
RYAZWHF WA E RGP . BAT, BREF R E SR oAy, w2t —

—
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BERTWIELSS (2024-2025)

SRR IR B PR R AL B B, S B P B IR R B2 W R R Z Rk 2xi2

(MDT) #RZ, fsist i i ng m r e LU BERHR R IMESS IR . R UL A 2 Wy 20U
BESMNNE, HATRPALL . RGN AR PR, (EARREGS 2R S AR R Z
R 85 SRR ]

IR EIATT AR IS WA Lo ACIRREAT A 0 2 W T UE e i BR B iR
7 (RIS DL LABR IR e ) 5 X TR W, nT AR R 29K E6E (B0 BVVL 361 ) |
RIS UL | YT 5 RE o 5 I AT T R IR HE 1357 25480, AR AR ITULZS ( Orphan
Drug ) o

FEPF AR WA R E TEEAEI, 20204 1 A, FDA &4 (R AL
J7 489 ) (Human Gene Therapy for Rare Diseases guidance ) . #i—3 1 EMA T 2012 4
HEHER) AAV BEPRYT ik BB X 2 W i 2 AR Wy sk = 5 ( FR 7 =220 W) uniQure A 1Y
Glybera) , F&EE 4545005 I FE IR AE 2021 AR FRAEHE A MG RIRES . % AfE
B2 BBM=-HO01, H i 43k Wy B B3R YT ] B AT A TR, (R4 .
BT B INAYT 0977 D I R g A 1 4R . A 2023 4R, 2 ERZYRET 100 ALY
20 L FIRE PRI 125 LA K2 249 4000 AR G RIS K i PRETAT & H TR Y72 W

“ENE. BERA BRG]
(FFEEFH, REHAEEE, TENERKE)

#2015 F Xk IRE, — & 20 NAMLE, RWEKANRKEG LT LH, M
FERREN LEREUMERMABNALS, EEAEBAERNS AN, BRIETF
4L 7R 2| SLCS2A2 ZEFE AKX B WA sh e X 5, #Dh BVVL £ 61E. Ja kKA
BEM, BAME RO KB HERE, LTHATREZ (AR ELEFB2) BT, &
WATEY 2-4 BN, IE R B ARG RAR, RAEFERBE, AT RN S AMNA MR
BT PRI R, MKEIRFFS % #E.  (Vandana Shashi, Cold Spring Harb Mol Case
Stud, 2015)

#2017 £ XXl ikE, —4 6 & #, ALEEBN LI SLC52A3 £ & C 1156t
>CHAMARE, #HD K BVVL EA4E, Mt 2.5 % b R I 0 FAT M i T 2h g 7%,
WFELBTE, @HLEH. TAEE, BEEE, XMW EHRF. TEmEFLRAL L,
MijE HAFR RS, BEEESL, I aRERE, BHARMEFAGEZE, L
WTEAKE, KAFAFRAEERRE, ERETHEAETARREARE. REE
WA ERE, ERkT2%KE. (Venkatraman Thulasi,Child Neurol Open, 2017 )

—
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E=Fp NEAH=

BHREETTEERATRE, 2021 FAETIIEERHARLLEERB2IET 4%
7 # L F SLC52A2 % 5 8y JK £ 7l . BVVL ( Brown-Vialetto-Van Laere ) 4 &1F & —
AL Y R A S 2R R O RAER F LR R, 5 SLC52A2 it SLC52A3 #E F R A&
Hxk, KAANEE L %8 AL E F 45K RFVT2 /1 RFVT3,

POULZ R WG T B2 AR . PUNR— R AR, J5 ZEXMRTT, AR
T DA LA 5 W T A, TR A 3 sk 2 SR XA LB BOR , AR P
I . LB T I BlER e . e 55

AR, WA HERCR MBS, DIULZ) (CFURAHDCENY) ) 3RS K T30,
H 1981 4F, FDA RiF#tifE B iy g0L2 St 526 Fh, 2023 AEAEHERY 55 R 2 th ALY
Hi51%, #RZ2 2023 43 A 1 H, KEA 69 FZ Wk 25 W a8 A= K B R B s I 74 5
YR, T 20 ML, #E 2022 4F 12 A 31 H, 3K3ERE FDA siERE EMA fituE B
NMPA Bt BT RgAI0ILE, DL oA 24 ot D B e e 2 DU e i e 259, St 116 B,
s 3R , EI S EARZ N E S 2024 AE TG A WG FHZG 15 B (5 TR 259 el
12%) .

FEIILL I A 2B KA BOR 22, (HITAESRATA A . 1 2023 4F3K
FF FDA BT HULZINE (FEIF A ) B9EDET2Y 376 Arb, IEQUHIZ 2 A 14% ($2dh
it 53 %) o SHBII IR YIIG RAT A, 2024 4F 5, [ G825 B A R 24 o
AT (TR UL 2590l PRI & b v, FH 25 Al i RIS RO BOR TR S 0 ), 3 5 B
MR (DHT) , BIFEZ58in R b, wlad ok W P RS 3 PR 7l e e M s 2 S B 32
U IR )T 5 B R AR

1] XiEZE, AT CR-HFEURER) NEURZGRI MR, (MRESRE) |, 2023 4 06 #

P —
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BERTWIEES (2024-2025)

B 15: FDA #tERIMILZEE ( 1981-2023 )

FOAHILERTLJLZ5%0E (1981-2023) (z@EmmmE)

36

35 1 33

30

30 1 1 28

26 M
o 25

#t ] 24 24

19

14 1 1414
15 13 1 13

i
oy
i
[y

ERkIR/FDAEM, HIE/ EEE

SRR AE N HE ST A IR PME N2 BB e R Ge (g o 0 5 L A5 R 2 A
B9, B Undiagnosed Diseases ) o 7EFKE, i EEZBBidb st BB BEAE kL, 419
RIE B S 5 4 E A U297 UME M B B0 W ] 79 T4l 2016 4, ( L
W REFEWRA 5 (2016 4828 ) ) Kfii;  CBB—HEZFE UG H s ) A (28 42 UWis H 5% )
Je)E T 2018, 2023 4FE kAN, LR 207 MR LG 7E 2007-2020 AR, RREARYE “FP7”
A “HbP-2 20207 WH TR, 1 WAR U 550 205 E BRI E BB 32 {C 2RO,
FEFTET 2024 4 9 AR SR == WA IKAEOC R . W 2 3B 56 [ [ 37 AR R 9T T
2011 AF AR E PR IR AR 7T B (IRDIRC) , BRI HRITE 2020 4EF A& 200 FH T2k ig
BWReR . Hep, 200 Moy rikIr & o FRIERT =4FF 2017 45080,
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F=En NEH=

16: EBKFE AR IHEM & EIZ 25

ZEmEMEMZE HIETLE J 511 =L S5&
X HERZE LR o s .
by EEFLEBTH ;%Z?tfs_// R4 TS HH PEEERERE MK
R/, 2019 4 K T Zhiba’(;;wdrs Erg - (2023.9) EHFER (2024.2)
JLAHS BT A R IR 15 . . . ;
P jA;/j/Q (UDP) VUOLR DR ER B 2100 A 4B K EHE LA /
: 2016 4 ’ (CPUDN) ( #1) (2024.3) B
MEERLEKA = .
KB IRDiRC, 2011 https://irdirc. . T 50 K
@] i L3 ps://irdirc.org / T A 3 it 50 ¥
) https://undiagnosed.
4 W A~ BH 5 5 1 W
* v HZEUZNH)&;?EM;E] hms.harvard.edu/ % W7 600 14 2B E S AR 7R
’ udn—sites
FN/HE MR https:/www.amed. SR B000 M, R A
B A i LR #HE R TE go.jp/en/program/ SH 1000 A0 A 59 %
(IRUD), 20154  IRUD - -
EERR/ EEE

B T RHIEBERE . BT ML A Al Z A1,

UL g 2 EVRIA i N7 5 D Sk

ERERE, R IREE BT . ALY . AARRER e, )
TEWRHINEL, 297 BT, BORHE L™= 20 IME . A SRR Kol 1y =7
DL 2 i T 1 R A b R AR b A SR 0 57 L e TR A B T it o B AU = L 2 21
(EURODIS ) [ 2008 4R 2 A i) “ R H 7, B 5 W2t A SO0 R P 4
Fe SO PR CIAPRIRIE” , MBI AR FETTRT A

WARERE BIRB R

HEE ww

v.geneclub.net.cn \H\
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BERTWIELSS (2024-2025)

& b7 5 L BF 5

BER~FEEEL T AEFRK

) (TR 2011 B#  https://irdirc.org i’z%‘ﬁwﬂ', CEAIRT AN 60
&5 R
https://www.
e i ek 2015 B rars;s:’\:‘sﬂesinternationa] REEFRRARRS, WX A
(RDI) ord T A6 ANEFRE 90 £ R AL
74 AE R M 1000 A5
B 5 L 4 . FIFRR T4 R 1000 T
1997 B2 https:/www.eurordis.org WA B %Qﬂ il éﬂﬁk 2008 £ K #2 5%
( EURODIS ) S
_,E .]3 7=
FEZENKRA #ah (ML EE ), HETRE
1983 B http: di .
5 (NORD) aiich p://rarediseases.org HUMIAGE NORD 2 T 5.4k b
B AR F W Aa 88 AR R AL, Hp 0% EFE N
BH W B e 2005 A3 https:/nanbyo.jp BEHE HEXEEER S fus
(JPA) H ARt 44 5F T K
ZERIEEEREEARE, 4
~ FihfER .. FE E 2 H Rt
= e o 2 .
FEENREE 2018 dt 3 https:/www.chard.org.cn 5. HEERRL. HEFRE
e te Sk R AR, 50 4 FALE A R
W5 E TR K Z P A AR A
mREkEELS 2016 b https://www.chinaicf.org ﬁ%éﬁ LRERERKSL, E4%/F
R AER RS
TR TFE LR F 4
EEENKES 2013 b3 http:/www.cord.org.cn éﬂ, EAEZRTEFE ARG SR
, KRB NG AL
B I HF, miRAE . CHPO A
AR ITHEE 2018 b / ﬁTa%?é U\&/)ﬂwﬁx%, (22
E LR A g A AT Wik
. 4R R 2 — H AW A 1 K1 —
MNpiibE 2018 b CABERE" - o
e L 345 5L 25 47 38
EERE EFE
7‘ HEE www. geneclub.netcn  FRINFTE 24X



E=Fp NEAH=

(4) BAR

AR FERE TIPS WA G = IEOR, i R R (FE
T HOR WA B A HABEY ) ©

F T2 W L% (genetic counseling ) AEH F , BHLE L —I L LA R
RINL, FELRG B AR, JETF IR RIS AR SR, S8 sts i A | s
feor=. W, /Y. BB ARSI TR MR SR &L T L IR R
WH AL EIN (ZRAT) | IRREERE G ER (SR IEARBERMRY ) 2o
FHIGHIL I it e F R (B LA PR BRI ) A E e GEREIRRRLE )
R

FESFEZEA 80 AW, AR A HE . LT . IR 5L
E (B SRR A A AW 2 (ABMGG) E ) TENRE KRR, RE
FI 2014 4R R AT (A B BRITALTE AL VI BEIME ) T 0RRs 2 2 it A 2 0 AT B R ITTALSE
HEIIE IR R . A 2015 4F, FEAHSCL R LM LU TR e % Bl H ik
e 5 1 15 1) T B ol BT 8% 2 1 SRR PR R AR Y, ARt — DS it R LTS
TR SR UUE A R AR SRR, $i 0 B P UL ia A A i i B AL, i)™ 2 AT B AL

EBEAT HEDRAGI T, LI A1 B 35 2 (9 PR B HE X 7 Py DR TR e B S BREIAAE
[l PR IR BRI R (phenotype ) , AHXT TN (genotype ) 15, £ 05 1 M 32 MWL
FEW AL, WIRSEBIAN- R, HaG 20 HPO SRR ARHELARTE . HPO
GeneReviews 55 [ b 144 (9 2 BUAH SC RS A AR 2 g A b SR SCHU 223k Uik, et il
AR ke PR ARG I #9157 T o

—
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HEF

ETWIERH (2024-2025)

18: ¥ RBEEmIEXRE LR EZEG]

HIHEE &I W3k
1B /R AL IR R & = 93k 15 IR
OMIM ﬁmﬁ]‘i%%’%%ﬁﬁ LB R, AR B 3 1R R R https:/omin.org
BAE B
T HGMD (Human Gene Mutation Database), % A B  http:/www.hgmd.cf.ac.uk/ac/
3 7 A K 5 R R AR E index.php
SR # & dbSNP.dbVar .Pubmed .OMIM %, # A&y HE —  https:/www.ncbi.nim.nih.gov/
A AR BE E clinvar
FRANENLRZRER, RATRFE. 28, AL
Orphanet https://www.orpha.net
Fphene 7 I RAR 3 *%‘éﬂdﬁrﬂlﬁﬂmlﬁ B % E PEA-OrPRa-Ne
Orphanet FEENFRKEKA LS ER . &8k FH ‘
. _ “HEZENRRKE MF
XM BILHER M RS ATRE L ¥ B
GeneCards BORAREE 4 ek & ERAL 2 https://www.genecards.org
PR B BRI, % B A 9 e A e ‘
A k% A #3E E (Human Phenotype Ontology ), ;
HPO . https://npo.jax.
P 4 g e B B AR PEIIPE.Ja0r
CHPO XA KK A A E, BT 2016 48, X HPO#  https:/www.chinahpo.net/
HPO # XK ATH X#FEHE R 5| % chpo/dt/search
R REEhkREEFE, AFREE., XABRE N https://www.ncbi.nlm.nih.gov/
T R B B DA R R (5 R R A K1 48 books/NBK1116
GeneReviews 2016 44 GeneReviews 3 XCE R By A 4. 1% X%  https:/genereviews.chard.org.
SR M I, 2023 £ L% cn/paper/index
BEEKIE/ ERE

TEBAEE I, W SR AR AT IR, 280 A= 01E BorT,
UEFIPEAS , R H JE PRSI 4 45

FI | PRA S B A S i R AH S IE DR B (o7 it — 25

TEFEVIRIZWIFRTT, FERARIIAE 7E
H R O R 3R T N+ AR JHE@\ e
S (ERFEWREAPOBEERRE) |

e R S AR 25 5

FIZHr, (2 HATHBOR A2 B2 Wi,
SN T A 1 5
“E DU AH DA B2 2 R e S e PRI HE AR AL 55 4

= U R E SRR IR RS
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19: ERFISEEBRFEAR

KilEa E3 N S KITE (#&Br24) )
PCR /
qPCR ( % 2 & PCR) /
MLPA( ZE & E R4 H) /
PR CMA ( Je &R I 7] 297 ) /
FISH (R RALZK) /
e R AL A AT /
Sanger MUl F ( — XA F) /
NGS ( R F) /
o A R AR /
R AR ARAEA CD59. CD55. Flaer. T, B. NK 4if A
4 et A e AR, WWE F0R . Bt T H A
— R A A A JLER. #. FARRREAR, mE. HREHR. WS
R £ AR HEE Bk, BORARARK. MHEE. BHRE BERCRSE
TR B VE AR /
HAGIF AN % IgGl. IgG2. 19G3. IgG4, REHEA%E
R fZ AR R A /
B & otk A /
W AR A U RAR HETEREN : 4. &
G A O R & igiﬁ%\ﬁgﬁ\ﬁ%%%%%\%i%D\Wﬁ\@
SAAEHE BB R AR RN
7 22 A | RS MR EE ., RIRIEHRLEE

FEEXRE/ BERERFEFHORERE, HE/ EEE

I e B AN R REAER LR DL S DR B2 B LA P52 AR o 3, M Panel &
JELISGIEH WES (4fh i FAMF, —A) sEKR WES (BE AR NRE ) M E.
HEAN, ARIEA R BB ALY, HAd R UG IS AR A 45 6 AR T o 914, PCR A
POUFMCBANE IR TS5, MLPA 30 DIEUEAL, FISH S Hrésti s s, s
EZ10 g TR S LR E NG e

P —
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BERTWIEES (2024-2025)

20: FERFARREEERNFT AR ERE

70%

B Total
60% B Central
u Eastern
50% Western
40%
30%
20%
10%
0%
Chromosomal Whole-exome  Whole-exome Gene panel Single-gene  Whole-genome
Microarray sequencing sequencing sequencing sequencing sequencing

analysis (Proband)  (families of three
or more)

{EB3kiE / DOI:10.1186/s13023-023-02847-7

(5) Falk

2 D, 9 35 PR o I 45k 7y ] MR A Il AL 4 Tnvitae ( Labeorp ) . Myriad . GeneDx ( Semad ) ,
Nlumina, FEPRAERSIAAFERIILH | TR | safobss . B4,

FEF LA B Wi, Pl AR, 32 R R A L S A I 3L T LDT A,
DU R B SRR 50 L) IVD B8 8. 2022 4F, 3847 5 R AG
MUK GeneDx LALEXIY 6.23 4252 0HE Semad W ; 2024 4F- 4 H, Invitae B i 9 Labeorp
LA 2.39 /2 3ETCHY B A Ol R AT 98 7

TR S LI B AR 2 W i A s 0™ S AL, R LA B2 W 5 2R kb —
B VL LT d, SATAAE sl N, e DN UL i B2 W R )
HE DK T R S5 UE-F- 15 g 108 i 24 W B SR RE 25 W00, 7 2021 4R 0T B fEREBT )
2024 AFARAFLTC C R TE, T S RAT WIARAHAL TC R BT 14 Je 4 50 27 DLy 22 AT A
Allo

FEFWRGIRYT T, AERET 20 KEGEXIULA YA R, A2 FIOWsc 5 A 2011
AEJEPREIG R, 7E 2020 AEA R S IE(E, BIT3ES 28 i ETT 268 143500, L2 A
TARIT IR ARG 1Y =R 7 1. 2010~2020 4F, [EAMY 6 KA B T 50 Z250, #8160
¢TI AR AL RAY TP DM, TR LIRS T AR WAl SR AR I UL 7 T G4 . Hrp
WAL A . MRERE, . JLE MG R B RN
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B 21: 2008-2021 EFENHEHAELAIERS (2021 ERIEIRE LR 11 B)

-~ Number of deals
I Total deal value
M Total upfront cash and equity

Value (% billion)
@
1

{40

T
(o))
S
s|eap jo Jaquiny

{5 B 3kiE / Nature'!

FEF IR T, AREVOCERIT A

O A ETW: B Rl WES & ENFHAAEF WA B BT oy 8 2R F s KR,
EREEEBEANAN T ERNE, BXEETH, BEME R WES 410,000 TA K,
AAEAFECMA H I 43,000 T (FEMRFHEFRMNTFEHRAHAR), HYET—
AR EEREA AT RN (E RS R AA 2023 4 8 ERAHT BB 39218
L), NEBAEZEDFEERKE /4, Hit, iﬁ%(xf ﬁ RAF ) IE ek & i
KR, BENREERRIEEERZHA%, B, EFREAEHREEER
L o

OH R ZW: 2021 £, AEKAEALE 76 BV F WAL A (R E LERE
HRERANE G ) F, %ﬁmﬂﬁﬁgﬁﬁ%i%A%ﬁ%%i%%~& At
SXFHREFNATRHE, FARNEEBEATFEFHANME, ERNECHAN AL
AT e KA 4K B F %W%W%%%L,L~&&%ﬂﬁﬁﬁﬂm%,ﬁzﬁ
BHEFERFVHIEE; HHERERMAT LGS, HeXTFTRELHEREHE A
RRERRMEEE RBOREIE (£ ACMG 358 ) %; (Rt = a0 H s Em e,

OHEEE: MILANALXEATZENRBEANLI, FEHET WKL A 205 11;
B HT 5 WA P 4 b T AL 26 2K 08y 7T b R, 2R 2 LTI 2 Bt A B R R
i E R B AN, By A F R b E R A TOLG R s, RERE RN T H
FA, EEEMYAKFREFELHRZBHTICLE 300 A, LlhithRigAfshoz D
SHA, EWHEHEXATHFANE FINE,

[1] Raveena Bhambra & DealForma, LLC, High—value rare disease R&D deals of 2021, Nature, 2021
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BERTWIELSS (2024-2025)

3.2 fERE . B, Mg e & imil

SERIEPOEIE A S ert 2, MR DA 441 (WHO ) 2022 4485 1, 60 % LU 1
N R ARG ( 2019 454 1042, 2030 4ET5i1 T 1312, 2050 AEFHHAR] 2112 A,
H I 21.4% ) o R EAE 1999 4R A E R AEFES Y (Z 88 WHO BIARMERD 60 2 DL B A H
il 10%, OECD FibriEll 65 % H 7% ) , 2023 4E AP 22y N FEEIRA L i
IR R BRI AFT A ZE (2050 4K W40 80% B4R N ), X R BRI TR
AP

NIREAE A2 A2 B8 73T HIL = 000, 28 A SRR DR SR A8 TSR AT (e 29 25 Tl e i
T, LURRERIFRIT ) BYA A o RS IR kA S BRI A RS, (B T2 2 A A e A o

WHO it () EBREAERFZEHI (TARC) 2024 4EFT !, 25 1/5 I ATE—ErP & b
JEEAE, 2022 AF TG A 2000 T3 90 T A 1R 970 T LT G, JEAE 5 AFLEAF AN KL
5350 J7 . TE 36 Fivi WLERAE T, e AT R . LIRSS A . AR YRR E o
E 0 2024 AEGETE ), 2022 ARFR EUBT R HEAERT ] 482.47 J1, KR 35-39 BRI A TE
TG EIIN, 1E 80-84 X IKFNWE(H , “FIRARRIIN 1.4%; 2022 ARSEAESET 1] 257.42 J7
SFERPIET SRR 40-44 % 5 W E 40

B 22: 2022 FRES LU HBEMELER (£ ) /RTX (AE ) RIRGL ( REZRIFRL)

2022 £t E B 2o BT+ R I R 4 R R IR{L 2022 £ U E B Lo B - AR A SE T F RIR AL

sl 91.36 5818 Al Bl 71 3147 sl
HHGE 42.67 E iz HHEE
& 37.16 PR B B
B 34.20 HEBB HEBM B
REE FEHE AEE FLIRE
BIFIBRSE B BT FEHE
FRARRRAE iz} 5 RRAE REM
BEREE FEKE BEREE AR
R B o3 BRLAE
W REM =l BE

{5 B3KIE / He Jie et al., INCC, 2024,4(1)

B e E B I B O e L S ARG TR ARG HE S T BOR YR T, FRERE MR Y 5 478

[1] https://www.who.int/news/item/01—02—2024—global—cancer—burden—growing——amidst—mounting—need—for—services
[2] https://www.who.int/news—room/fact—sheets/detail/ageing—and—health

[3] He Jie etal., JNCC, 2024.4 (1)
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RAETEZR N 2015 4E 1Y 40.5% b TH5 2022 4F1 43.7%, {H'5 %k B FAEAEL) 25 N EH 53 A5
{OP=3E

FEAE YA ORI S W50, A AR s s R . H RS AT AR (Sh
BHIER) Y CECATY )« Ay (AEs=28in)y ) v, AR R iEind S BT
FBo M TR R ARkt . R (ARAGYNE) Sk, MmN RIBR 2,
o> R RG] DAGE

H AR 53 P ) 2H SUBORE PRI LR R0 E L) e RV AE AR REiE , A B2 WA X 32 PR
WG FE R AR T, IR 53 PR o YT eI 5K 1) R A S5 8 A ) AR 335 P e
eI PR _E AT LUK E A TR HE R 2053 RO 8 5 S R 2EA T PSPPIl . 2100
TIBAESIE 0 e th HEUE A4 1) 70 THRAESE A, RI—Fh e nl BEA 2 FIE 2L 51 AN )
UGS IEDN , ANTR] A4 AR w] REAS AT R ) O S AR JE TR, X REAE BT R 25 Wy i RS B T B Y
JESE WA RS R W Sl 1 s e i i S N N /A o p s

Jies 5 5L 2 PP A AR OG, A 8G: DNA RAF . ¥7H4 . RNA filthg . H k. TMB (i
JEIEAR T ) . MRD (F8U/N 7 AT / 7 F8R Bkl ) . MSI (fC D EAREME) , A
Tei] R R B BE AT 10 S AR o SRR AR S AT LA A 414k (THC ) | 25238 (FISH) |
PCR. NGS FEH AR, AR #4751

WESCA T, i o DR ARG = FH T g L . oled P RIS T M T fS W 4, g R
PR IE R 5848 & e ) TMB . MSIL, HISEAR A 2Ry g 82 98 i) LR R A
PRI AT DL A (42 W 1 MRD AU e g FH 24 R T f W DU 2 e PR 28y Je e 1o o
HHr, 22 FDA TR 80 FhEr xR LA 2848 | B 56 30 Z R JS B A0 0] 15T
G GRIERIT 25, BRERE I 258 e 25 S HEREIZ R [R) 40 i, FRIE R 22
WS HR (NMPA ) CHEMERLE 18 R 5 IEH2 P AHOCHIEE T NGS 1yiASM2 I (1IVD ) ik
HI, 76 LDTs ( 523628 A, laboratory—developed tests ) ik (dbmt. B, M) o
)73z FH NG PREE R ARSI

—
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BERTWIELSS (2024-2025)

23: EEWRNSS5MENEESEREE

A

B Big EFEIZHT +MRD il

ﬁ

78 & 0

M| woxupzss o8 2 NG R
B wemszEne  mRE 5 Ry B Y7

# 2 & % 5

K " « N BRI « N BBRE

5
R BT —ar e —warnE Bia

SRRE/ EEE

FEFERRAFZE 16, 2006 4F, 55 FE L PAEMGTBE (NTH ) BN A9 FE S 08 05 B 52 T Fl
IR NIEEEN A 5T i At 1 9 2K 2H RT3 14) (The Cancer Genome Atlas, TCGA)
VB Sy % o 35 PR 20 DR 2RV B0 58 31300 A e R ARG 4%, THRIG il — A Ty . 2480
BEF Z P S A RS, SRR BE SRl WAy LA KA b, Ot
W 22 41 2F 5005 516 R R AR B AR G BG ;2012 4F, TCGA #2128 AE 115 ( Pan—Cancer
Initiative ) ; 2018 4F, ZJAEitRI & A T 11,000 2245 e 5 24 BT B2 A 1Y 33 Flv e 53 1) 9
iE R e L . 2019 4F, [ SR B IR O A1 2 v e SR R L g Rl )
( “CGAC” ) JFJazhiilies . FLME . BImSF0TH s 2023 48, J6aUmi A ERHIG AR g 2 Ak
FHEASs (CSCO) Kl “rhERAE N4 EE” WiH ( “CCGA” )

FENG R 7T, By S PRGN M B E R 2 23 [N, B o 1) 29 PP B2 388, A
/N panel K panel, MZAE | il E] TMB 4 Z22MIbR0Y), MAEREIZIT . F05 2505 /Y
M 2 A . 7E PCR SRR R s FH I R RIS, X NGS g [ 55 DR e DU
HETE 2017 4EHTJE INEE . NMPA 7£ 2019 4FE i J5 it 1431 # ) NSCLC A9/ panl, 2023 4
HEAEE D IEBHEREISWT . EIRTT HEREIZ T L > NGS K Panel,
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24: FDA % NMPA #it R FZEMEEELNRFE

BpEE RS

e T3 Fh PRiEH
ik =
EEEE + FEL+
2014  Cologuard 3 A PCR - fif EHRR + F 21
{E & L
2016  Epi proColon® 1 % H W PCR - fif CilE-21d
FoudationFocus™ Y0 % 5% , Rubraca™
2016 2 L 5 HE R
CDx BRCA EAC it ARR
2017  OncomineDXTarget 23 NSCLC, 3 A by £ 82 HERE + @b
2017 MSK—IMPACT 468  EIEA A pane] FEERE +MSI
NSCLC/ B 8 / 4 H o
FoundationQOne HEARL + ghb
o7 O 24 R/ AR, 17 D fmaﬁis e
b BT
2018  Super—ARMS®EGFR 1 NSCLC PCR CDx HEERF
A4 EFAREBKA L
2018 . 4 NSCLC NGS CDx HEARET + @he
Bl kA & AR TS
2018 EpE™ 10 NSCLC. #H NGS CDx HHEARE + @b
HEARE + WA+
2020 ®ILE® 3 24 PCR #
G = H e B i -
-5 ©® EEES + Bo
2023 425 NSCLC * panel . Al
TMB # 7 & +TMB
2023 A2 MST R A& / R, RIEIET 1 FE P it MSI
FERE/ ERE

TN 58T, e Ied R PRSI 7 it & G, ELAE S BT R e AL B oK S B A5
SR A PR L S AT I R A D R A2, T P MR R DS I i Ak TR ST
LN SRRy 1B 0 F AN A AT - DA R I N e e Rl ST R = SN
ARBOT ARBTG5 1 o FURGFE P LT A8 it £ 09K sl 58 PR A ) 25 0 1 e g AR AR

WRIERE BAUA5R

HEH www.g

eneclub.net.cn \7\




BERTWIELSS (2024-2025)

ARAE NMPA (9B AAE , 408 1) 24 1 1 Z B S A T B DR o o Ll R 2= a1l 20 A& s e
2022 4F-7E Nature Communications [ & Afi 1 J7 1 r [ 8 3502 SR Mg A 4 it 58 Al . (L5
25 ANFEFIAT 100 ZANIREIY ) |, KB 64% 1 b FE e F o LA I PR b mT FH 24 (10 P A ik
R4 (PMID: 35871175 ) 5 2022 4F CSCO Mg AE bt Ze I 2 &gy i R NGS
KA HIABE” KRS 30 44T 2053 A SREA IR AT A 30 NGS K 51 28 i £8 5 12
Jr AR, RF) 71.3% WL,

Jifr g 35 DXL A 0 G [ A1 40 3 Al 0 35 Exact Sciences. Guardant Health, Myriad |
Grail, Natera 5%, EPNCRMASEFEAY . A RN | RmA . S,
A RO BRI SRR IR S SE SRR B R AR i, 2023
AR 1044 20T (IR EHE K 24% ), FndEEANE 2.39 27T (RO 52% ) o fE R
DRRG I Sk FRATLAA A AR BRI, 2023 4F B i 518 9 By 1Ml 55 35 i 5.25 420t () Eag
30% ) o YERLHE NGS IR SRR 1 58 BT bLiG, BRAT B4 7E 2023 4F 1 E K5 i Lk
SIS B, 2024 AR — 22 S Non—GAAP B FIFIBR AR C 28 G 1 BA R 4 5
VE Ayt A e 3k g 3 B Al Exact Sciences 7E 2023 4R SVE L 25 {23570 (#5K 20% ) , H
i A 18.65 14357T, AEUEMB RIS A Y 6.29 12357T, BT 2024 4FEILL
h 28.1-28.5 123570 (4K 13% )

FRAE = R, FEPRZE T 20242025 4F7E M JE PR FETE 1 GE = A I 08 ol ik s 5L 0%
BEAR, A A TR R S R A B S T . DR ], DA 2019-2023 47 (BR
T 2021 4F ) FEMEANTT AR T 35%

MRS L, BT 250 R Rl PR SR BB T, Py 58 PRGN o M A Ao | R R S
— TG FHANERR, TIPSR, HETHIG A BRI S PR T
TBER], A KB IERMVER T &, B G R A E RES 5 H TR
e SE , 2200 T ™ A T 1R 24 LB [ SR A (A 7 i S LR 7 AT+BT”
AEE AR BAT 85 PR G AR , LSS TR AR R L KR BB TE, I P s
wEmZAy . BERY, WK REES, AA EMERERN . FiE X
Bl F G VLR HRE . S NRECT A g b oL, O AR T 25000 ke K g 4 A= i LA
HAFSRBEIORG R . 2 TTRR AR, 7220 R IR Sk PRGN 7 37 5 22 B 10 7 s AR
I

PR TRMIFBERL . BT MU AL DT Z 5, e 2 i ZH VPR IR B3 o A5 L A
@, MR . RFEIRAS . e, HESIRAIAR . 297 KA M. A

—
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E=Fp NEAH=

BYAH AU AL 55 P I AE 3L 42 Chttp://www.cfchina.org.en ) | &1 JLERAERHE Y “H) H
FILE” | ELRIERE HAEMBOMNEEE T Cd” . IR A S
SN SRR IR Gl B 5 27 4.

FEAS T M R RE 258 PR R B R e R L0 . PERE 2 (JH2548 ) LA
Lo MRD A (T3S Wil ) S5EEAR | BT E ™ (e DR R 36 3K 1 B 5 55
BENEASE (MR X TRl iR ) ) o

3.2.1 M (£HE) B
(1) Tk

P T I e A ) 2 B R R AR R RS A T OIS 2R HLESE Ry, P DA A BURS
AR R E A, BEESIBANGYT IR S W n] RAERTA] (R, SRS BRI RS AR TR
TR, B LR ) TS AL TR R RS PR ST, S T AR X
S AERIT TS, RS HED e 70 A BRI IA TR L. 2021 4F WHO UK DNA £
DR TRy 000 0 1 S TR 2 vk s IR, WHO W47 7 I R 0 25 T R R (1 18 i 12
A RGENA

(2) EX

R4 WHO 195E L, g L8 3 (early detection ) 43 UM 5% ( screening ) il
JRIH12 (early diagnosis ) o JIRE -7 R 7 HE A FROR TR AR AT 0 (EL i oA 11 BRRE IR A1k
TG AR EAE (BUE R TAE ) | SRR IRRA TR . BRI LT TR HARRE
T HORATA MR AR 280 AR St 28 o O T 5L 7 v DR 48 R s Sl DR e — 2D A e ok
Wiz MR RIS TR AR S, DM A Bas W e B ], B b
SEET R FTATRRAE o

P —
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BERTWIELSS (2024-2025)

B 25: B R iH 2SR X 3

Abnormal
cells

_.f'}gnnguﬁi

Service provided for a target population | [ Service provided only for people with symptoms ]

{£83kiE /WHO EM

it 7L ) T B A % A%%%(W@Xﬁﬁﬁ%%ﬁWﬁJiﬁﬁcwﬁ§%ﬁ%ﬁ
WEisE (BIanmBEfiArss Bl ) | HEURKMAIN Y CE S s Svm ) | e
PRl (CHEEBAEESE ﬁ?\ﬁﬁﬁ%\cm ctDNA | B> THRESE ) o o
ﬁ%ﬁh%ﬁ%ﬁ@,mmAu&%ﬁ%ﬁﬂhu%ﬂ%ﬂgf%ﬂﬁkﬁ#$&ﬂﬁﬁ
AR PRIEE 27 o o AR B 3 S e AR 5 DU I ) e 0 (0 Andeesl B, 1
SCHR B A e L0t BIRE TR AR TR SR 06 ), RO IR R A
FH PN LSRR R 450 B S

XFFHL AR VE L, WHO B9 Wilson 1 Jungner 75 1968 4F#EH T 45451, #% NIH
SEASL TR TSR 2 S

AFiEENEREEREIR
(Wilson ## Jungner, WHO, 1968 4 )

© fii A iy S K E K A R ] AT
©® 5t 7 D i B B AT BT
©® it A 09K % AR i T B IR
O i & B A — R IR BB R SR B R T B
® 2 A3 B Sk & 7 %
® Il S & R R AR L EZ
@ i T T AR B A (R T 367 BT R )
@ 5 | W B A U Bt AT A PR — B

—
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F=En NAHR

5 WHO B EBREIEMT T (TARC) |, i ROMUSRAAE L0700 H A SR bR 4
SR AR, PR ERHRE,

B 26: KMEE R IHIE X BIEAR

FRIE 5 01 B XIS R

5% (%) %5 B4 ABOE B AR K% 0 A B )
wEREEER (2) %5 B0 ABE B AR AFE Y A

B FHEE (1) i & 45 R 4 T MM P F o — W RS 2 B LU
& (4 1000 A ) 22 R A By O JE A BB / R A By A Kt £

EE3EE /IARC, #IE/ EFEEZ

(3) M H

AR JE i PRI 222 (ASCO ) "B I, i L -4 T o 0 et 122 DS, AN B 85 XL B2
RONTE, HEAT O PR R f AT R 5 S I R A R R LR L L &5 B
EHUE . TENBYE . iR RS AE . MR AR AR R, H TR E S Sh A
AESLORIH BRSO P (LR EEUE ) | SRR A, ORI
B B RUSRESE . s B 0 B L AR X R

MR, e R T FRL A = A i . 22 PPl Sk Bz d . o, ik
BRSPS IR O R, 4 R 2 MR S i B AL T RATFE B B o R R LR AM
7, B A O i TR R B s 0 RIS G AR ) A R O
SO AR CELEPA S RS ARE ), I PRI FH S 55 -5 BBl B2 W™ i X 30K

bR S A W R B LM BE Y, U B S MAS: HhoC LR R 1 1 9
(C 3 ) MYSEZAGI o AN A IAZ O DO Z — IR 5 2 SR AR A S I 2 Bt Vi

—
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BERTWIELSS (2024-2025)

AR, CSmAREAS BRI, R S AR AR . H AT ma i b
PR, RAETR MR EZ AN R A, AR S VRAILA BAGIN 7= i AN ] iR
WRIERIRFETT 3, BURE R NI

(EAR OGRS, I PRI DR DU R FH AR ARV, (AR K R B ) IVD 58X, (5480
LA HIHE SR 0T JE S AR S0 S BT A B AR IR . T HAET4 K E
B v S AU LR A EL ARG I A £ A T2 BRI R A KGN AT A LA B S0 25 £ 6 ),
e FRL R AR ARG B AR AE S — A HLAG S, T3 1 SE B B R LDT #5X, R LDT
WA IR . 24 ET, SERRIAREATL . (5 BT A AT RATE R, 3 A 2
KA R . PR, b X LDT BRI HE e AT B fem s, Handk 4 26
FIFEAEET . i ) N A A o3 B2 AR PE R AT P T JR il s 3B, DUmi il 38 EIEK
IPBE R S B B iR S5 oty (CMS) XF LDT #E77 LIER, 2024 4F 4 FJIE FDA BREfAE 2 AR
4 B BOE X LDT (1) —fepidk A Al ", nT DABEfARRE LDT 42 RSB IVD R B,
W& T BESTAILAG L K A R0k 3R 1T BT & 14 LDT 7] LAEA 340 s, 3 ] Bt WA A It
W ECH 2 K RS, BELAS RNl B B v 4

(4) HFEAR

TEWR B HE N 8 2 /T, o 1 T R R0 i 25 Rl A e by (B A 4.
EYSE (ARBUR SO MR A A A R AT R A 2 RHIE ) o

Douglas Hanahan F1 Robert Weinberg M 2000 4F LA REf7 10 4F X 60E 2 B2 1E b
AT REE Y, N 2011 4R 6 RHE P B INE] 2022 4F 14 AMFEAE T, FE . JCRRE S
fie (BlsmRiEE ) « HAARMAERSGS (Horas 2B ) | XAERKIMGIES AHUR, 2o
AMLIRT (IGF) | FRERMis i (VEGE ) | HEUZZEBMELREIEE S . SERAAFE
FIgeAE (TPS3 %) | Aupeilki (PD-1/PD-L1) | MU ARIE . RESAUBIJCI , RAIA 9 |
TR . UEWA . e,

[1] D Hanahan 1, R A Weinberg, Cell, 2000 Jan 7;100 (1) :57-70
[2] D Hanahan 1, R A Weinberg, Cell,2011; 144 (5 ) : 646—674
[3] Douglas Hanahan, Cancer Discov. 2022; 12: 31—46

—
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F=En NAHR
27 JERERY A MHRAE R 3 RSB R A T

EGFR Cyclin-dependent
nhibitors kinase inhibitors

N 4

Immune activating

anti-CTLA4 mAb

A LY

Inhibitors of Inhibitors of
VEGF signaling HGF/c-Met

{£ B3k / DOI:10.1016/j.cell.2011.02.013

SEF R, IR SE R R L3S LA FFPE AR (A8 7R Th bR & A i A B 20, fi
Fram s Bt ) WA ZURIS DL SRR TR R . H AT UG kb 2 b, f Hedad
60% o M JMHREHURE A AT B2k S AR, WA TG A e e B 24 U s A o T

TR T A B ARG T X 2 A0 3R AR R AR 40D ( CTC) . EFF DNA (ctDNA ) | AMIA
(Exosome ) . ZiffI7F RNA (exRNA) %5, Hrpr, ctDNA KB AAR, B, i T2 g
R E ARG RGEMIIEES DNA, FBUN, SRR, MEAREGZRE R, N
ARG L, T PCR ARG KR S RIS I R MEA T NHIE, EZH T HRIER; 5T NGS
FAR BRI BTz b, Ha B e sl AT BE S R A TR . ctDNA K LA
TR ARG R, IR A SR, MR AT LAE#E/)N Panel . K Panel, WES
FIWGS &5 BRT R ZRAR, HFILARIGE AR & R CEWNA 10 240 5akt) 3 B
FERFE R I A T4 R

R ok R IRy . R DAL 5y 2l RAG G Hh O LRI s 1Y (et
T AGTE I PR IR 27 AN B2 A0 S rh i R ) XA otDNA 25547
CLIRY | S ) 3 R ek 24 B S AR P LU HT ARMS (3 B 728 2248 PCR) 5
A EL A R I PR 28 03 7 A T el 2 1 s HE S, R B R DR T R7E
BRI ROE S AHSCHLER N I NGS.

—
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ERFWEELS (2024-2025)

28: AREEEERTTENAID LS

A& R e E

<] 17 N2 o2y B L‘k'ﬂ $
qPCR KHTARE 10y ppwp ek, B EHARRR, K
PCR AR
43 "
dPCR 7 PCR 017 Bakk BaeE, mape PR, R
HE
BEAMing BRI Y 0.02% B4k R HRE BAE R, MaRE
T —seq TETHEREE 0 bwe 16 AR A S E
n
Ji 98 AN A IR .
_ p Ty 31 38,
CAPP — Seq e 0.02% BHRE A BE 5 AT TR
. A58 T4 1 FiEmBEAR HRE, Rllxs RAE, FERGHF
b2 CF 354 s ARHhE
EgdE, Bk KRAEE, EREF
WGS HE AN 1% EE 4
e IS . ARBE, HEHR
EERE/ ERE

HA VAR K6 7 e AE D & P, 2021 4F NMPA 1t N 1 5K CTC =281 WHIE
B “CytoSorter™ If 70 I A0 A I R 587 (3 F UK M ze ik ), HErm
JoXf G IR G AR s A A SR — ﬁmﬁﬁmﬁwﬂ%w%m¢%@<ﬁ 2297 30-
150nm ) , F T IHZHZURR S DL 40 Sl A5 B SO BRI e T B 5 B P S
ﬁ(ﬂW)om%@lﬁﬁﬁ%L@MmE%%MWW%ﬁﬁWﬁUAT.%%ﬁ%g£
B JRAIAE T o AR S B B T AR A VO I R PG T R I RIS e B, 7E b
B O BL g R R ) S S W T R Sk 21 90.2%, A T IO L9 P2 W i Rk
7 89.7%.,

R ] 2 24 it W 0 A B g B 7 e A E R T T s 2021 AR R AT (45 i des i 277
FEl N PSR Bl RIFAN R ), 5 07 A 2 7t B i P B 3 I o 40 ) 7 A A i
FTATHETEALL, 2N BRI B R R UL . FR57 AL . PPV (BHPEBTNE ) 1 NPV
(BIVESINE ) S5H8 08, Rl R B FI NPV 75K B4 & 1Y KV A REAE A i 2 7 i |




F=En NAHR

oo 3O TR P A A4 B PR, TR D R S0 g S8 38 otDNA “FBERAIG, 2 —
A AR ARSI R RN B i Ay DU SR ABRE 5 [RIEE, ATRE TR ST 2R FF R AAEA BT, XA
A —EEZR (BT REUCTT) o VAl NFRFF™ 52— Cologuard A, 4 Exact
Sciences 7~ R FE 2024 4F J.P. BEARMERR K2 B9, 2025 4R & A 0~ — A0 i i 45 B
PSRRI P R S 91 %, X e R A R ARSI A0 23 1) 94% i 43%

BFE ik DNA B, K0 T SR e R s, i A
G, BRI, 15 DUBUIE S R SERFIE LB DNA L RNA BT (071
Wl VRS AT R RS, 2024 482 A, S TERRICBE R i
o CSRN, 418U 8/ MILTE 7 SREILIZE 24.000 6, STITBAYL IR A S BT 47
B IOREE 7 R R P 538, DO AT S A T

ZFRE IR A RN BCARE R SR SRR + HAME + T G RI,
2014 4 FDA HEHEABREE —A~45 5l i B DR 0 A 156 5 2B B A U 7 - Cologuard , SR Y
FARBEE “NDRG4 F1 BMP3 JE[K A9 H JEAk + KRAS JE R 1 5 278 + KA et P %) i 21 35
FAI”, SEEEs AT 92.3% 1) REUE . 2020 FEFEE NMPA HEAERY 5 4> i B i
PR CE RIS SRR EOR AR, B “IRIMEAEREA Y KRAS JE[AIZ845 +BMP3
NDRG4 FE[H AL + 208 ki, AR IS v AR B A A0 1 B8}, AR Clear—C 1 1 1]
I RIS ZE S, H TR T i R RS R 95.5% 5 o) 3k JRe A A 1oy kol 28 iy
63.5%; X455 E R BAPETUNE 0K 99.6% . B T S8 S 4 FERGIN 2 AN, M TR B HE i)
T ctDNA G4 AR PR F BE B AR A i, (LR X 1oz 1) B AS o

Br T LA EBOR, dHEURERIE R H A S MR E A S ATk, TER R LS U IR
7 B A A

(5) Falk

TS5t R AT 21T, e R AR EE P =l rp R e R Y I 2 — o TR,
it L B2 e RO R T TR (B B T TR B R A ST ST A A ) o 2020 45, i
Je3 T PETEAE 7 A R AT B BB A T, AR AR B (ER D B, F RTAL TR B

FESSIE T, R0 T2 EE B R AR (R B OB R ), SRR SE
SEARRE LR L B e v R 7 AR 0 (B2C) , C i J A T 3 oo AN o A s A T
SRR AR R R IR 22—, S PN X DXk AR ALY 5 75 0 e B B A 5 R A sl A
M AEAEBAE IR R Ao (AL TAESGRA IR, HA IR ) o LDT By

—
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BERTWIELSS (2024-2025)

AT KR A R B2 3, VRO R |« 25025 A 11 St Y m] e 00T,
F AR

TESCAITE, R 05 7 it F AL TR R, A AR RSN LR
RE B, AN EZOR 2R A .

TET fb O 5T, B 1) 7= et 2L 45 R 1) e o B B A 1) ks, B i LG DDA
PALPCR N, Z54REEIT . 4. CTC, SNBAKINEE LR AR I TG 0%, £
TCEARY RIS 57 B P HUAEs A1) flms, B R 2= el S0 BRI, DLNGS 3R 3,
TR . MFREIZHE . MRD SRR, RERNR R E T A G MIBE A IR 55 PR K

(& &P ied B Al A2 5 Exact Sciences, Grail, Freenome, Guardant Health 2%, [E P
SRR AR R R . RO Y R RE . AR T BUEEY) . RN, HaAR S
SERIEA | FEmIE . BT WOKER . R, MEEEE . R ERYY . N EAY . 2R
a7/

PIARFT Al Exact Sciences 5], 2014 AF4f 1 g L3 W B2 7= i Cologuard, 5 i 24
500 £t (X ek A P32 2 2125 3250 ) , B 2014 4F 4000 17 46 %=
2022 4 211 1400 Ji {3 (2022 4F 400 Ji i) o 2023 A0 A B UK 18.65 123578 ([A] L K
31%) , A 2024 4 Ak 45 5 WO 21.55-21.75 {23500 ( BERKRPAME R 16% )
2023 4 Exact Sciences [IFIE R 4, W45 BRI IH MRS HTAITE ( Adjusted—-EBITDA )
H 21910376,

lumina AL 09 988 05 Ak Grail T 2024 4E 1E 4345, Grail [ 2016 4E 1857 &4,
BT 25 123850 (A RIAAR AT 2026 4778 L i HAT 10123670
I R 36 A B3 38.5 1 N, 2023 4F 2 7.65 122570, M 2022 4 Q4 F) 2024 4E

Q1, BFZEFHE WL 2300 J73ET0, 1E 2024 4 & EHRIEMF 7S 62 (AACR) 4E&,
Grail 2341 1) Galleri I RIS ZE R/, 77N 99.5% , BUSMEH 51.5%, PATESR
N 0.5%, FHYEFE (PPV) K 44.4%, HAVNEHERTR N 88.7%.

iz

] P P LB ) B AR AE 20202021 AFA SR BEME R0 . v Lo Sk Al 2z —
REZLA YT 2020 4F4K 10 127 B 30 A%, WIHT i SEE M 5T 40 5%, 2024 4R AR M T IX
259 B B A T A A oT Rl B s 2021 4R, EIN R EE W BT ARt T ISIEA
WRBN T, FAASAHE = BB AE Y0 H Sy &7 (R SFRP2 Fi SDC2 JEAI AL ) | BOKZR
SRR (R SDC2 At TFPI2 L AL ) DL RS BHAE Wi 220 (Rl SDC2 SE A

—
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E=Fp NEAH=

HILfl ) 55, TERA XM A EoRt K.

2023-2024 4, g RO AR . A BE AR 1Y 2023 AR RO KU (2023
EET L 6.54 1400 ) , A TR MAAVE IR T (525 ALY 1.26 /3578, 2022 4F 6.51
f¢.75, VARG 8.08 4470 ) , RIS IR i HiE . [FEFRATATLIES], ™
ah T, FE P BRE K Panel 377 & 3K, FDA WAHG T ZREFR IR R A, AR T A
PR R I T A BRI AF 555 7ol B 7, AR 2023 ARS8 R (4R ATF
FE) A SR 2024 AEEE—FEESIBL T Non—GAAP BAIFNM A 2% G A 8.2 4
77 R ; Freeome T 2024 4 2 HARAFE [CHHL Y 2.54 10370, HAREACS LI T
o R S JR R HH e L0 S 1 AR M (L T AR AR SR 55K, R IR TR B 9 A [ B i
FHUCHEA o SR 14 F 401

TE M eE BE LR LR, AR A SOGTE R T 7

O AEH: B HFCIEARAR, TEREGSIMIREN. 24%F. ZEMNEFF
DINFI R, Blan 2024 F4), hxAFEFHEL, KEMEI0X=FEKR, HItH6
SRl , BT OING ABN LR DNA, RNAfiE g RAHE L, AAEE
BUBRREEEDH AR, BEEEMCENE. FEME. BRE R ANTEEES
RIEIE o

OHEXNET: EWRFERN/HERAL, HiF., RAETIEKHFW, Pl Exact Science
Bl 2019 4 DL 28 42 3 TE R U 7 R I 5L AR R 89 2 A A B Genomic Health, [& 4
#4312 T B Oncotype DX 3L B & 7F 2 7= & # /2 B 45 N E f&, 2022 4 Exact Science ¥
Oncotype DX # 7| = i 2 — GPS test ( FF 2 FH AN ey 77 5] BR MG 2 ) L1 LT &
% MDxHealth /2 3] ; 2020 4, Exact M4l ML 21.5 070 (LLEBRE LM ) 41 10%T0
W W A 7E A 4 b Thrive Earlier Detection £ B 2 At 46 1l 4> 1 Base Genomics, 7£12 & 1t
7 T, VL Exact Science H 5%, 2022 S9N/ HEFZ LK 246, B AL VAR H —F ZHE,
HHH DTC/B (RN, EEENF, WHTE) MREERREHEX, £ A A
WHMATIR, UEENILFE, UBLENWEERREY ., EREAAG S TN EMHE
I Ao

OHEhE: BALFVERREFOLFA VAR E, EEREE. HFTBFSE
E5&MAIHFANEMBEERIIAR. Bar, RFBER. ZE2F. 2ET. REE*.
B Y, Bm Y. FHEERE DLW E T E /D8 &K FDA KRBk BT # 4
2023 4, w4 5 Dok 7 T & J7 24 5] Vanguard MedTech ik i 7 % 22 B # (L&
T A ColonAiQ” Hy ¥k we &1F, Bk 4 % E X8 £ F 41 % ( Breakthrough Genomics ) /A & 7£

—
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BERTWIELSS (2024-2025)

Ao F A8 B TN B Bh B RO K E A 4 K PDACatch™ & 4F 7 3 0% & Fe A M R 45 B RT3
Jib S 7 0 K AU AT BE MDA B AR HEAT A, 0 OB R SR AR R AR B A AR . Bl AT R
KK FMEAFARNT B RR M ABEEALT, fln, 2021 FRTEHEHM
WHIX AR A2K205 4 40-74 S P ERERNE A ERER A T4, 2022 £
MEREGE AT IR AT ERSF AR A 10 764 RAT, 2024 F4 KK
HEw/RETAIES FEMABBMALFER “WE” %,

3.2.2 LM DB
(1) &R

FLENAT SRR PR T AR T I ZAMYERDTE . N T SRR R
il e 2 A AR IR T T 58, LARAEZGWI0E R b i S X e 5 A R B, TRl
THEREZH, T AYPRCYE T MERIZY Y . 2015-2019 4F(a],  WCEE AISE FEHEHER 258
VA 65% ST AMIREWBATHIR ", FEBEISW™ O AR TR E AR I 2 E K XA
BEfR o

(2) X

FEBEIZ W ( Companion Diagnostics, CDx ) MIESCEIFINAR, 71l SRR HEREE IR T 7
EIEFEHEATIZ I WVEF BT 12545 5, IS5 hn ik <515 EOR A 2 JR 2 T
BHFRE R 2SI EGR IS PTRERYRIE ARG 7 RN o RIVPE 53 PO s [ 53
Y REEAE A5 N SIE R 259), S22 bl AT AR AL VD {5 5L

PERGIC W R 25 R NS, (EA TR R] o PEREISIBTR— R a7 I R ekl B
AR OCAGIN 35 7 it BT bl 25 B 2T Y T, AR MR TR IR 22 S e 52
WTER, IRYIRARE . ZRIVERT . 2l (SRR A ) 2.

[1] Gromova M et al., Biomark Insights. 2020,15

e
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29: HEEZETHIME

b (7[5~ e
J flll_l%EI : _ _
8 - > w ( ThM»
Al 3 i VP '
-] ne -
Cancer patients with Blood, DNA, -

e.g, colon cancer Urine and Tissue Analysis

{5 B.3kiE / Crown Bioscience

HET, IR T EEBEIZ Witn B 6055 DNA 28748 . JLH @4 . PD-1/PD-L1; #)
251 A 34 . MST (i PR AR ) . TMB (R g2 A8 ) . MRD ( {8k B9kt )
HRD ( AR 4H BRfGE ) %5

(3) MH

BEREAEREIS W S TE 1998 AEZEHE, 2011-2013 4F, 25 . H A &Rk 450 & A
PEBESWIHE OGS R, TR T 2020 4E KA 1 NMEEBEIZ W45 5 )

BRI W = Ml R A\ B B 25

® 1998 £, FDA #LyE % MER 2 Wik 77 . Dako A & (Roche ) ¥y Herceptest;

@ 2011 4, FDA K A A PERE 2 K ) 4 5 B U (£ % ) )IF T 2014 4 IE KR A,

® 2011 4, FDA #E4 NET PCR # CDx: % K i th cobas 4800 BRAF V600
R AW

@ 20134, HAHZEMETHEMEER (PMDA) KA (R B RXA 5 %4
HIEFHE AR ) o B FE 2024 £ 5 F 17 H#E T 43t 40 FRE KR JE By CDx = &,
7= ¢ & B Roche, Myriad, FMI, Guardant Health Z#.44;

® 2016 £, FDA #h7E 4 A2 T NGS & £ F % 7 7= & : FMI # FoundationFocus
CDxBRCA ;

® 2017 F, MMZ HEER (EMA) 7 UKD Bk 7 £ #L (2017/746/EU )
BRI H CDx By 3L (Z 8L CEAIEE ) , 7 2022 F ER Lk e (2022-2024 [
SLEF ) HEE A CDx;

® 2017 4, FDA #/EE N2 M (FH %P1 A L8 ) K Panel f# M % Wik 7l :
FoundationOne CDx (F1CDx ) (324 NEEE R L | f4 . MSI, TMB) ;

P
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BERTWIELSS (2024-2025)

@ 2018 5 1 A, HE G ML L 7= &k Y& 4 W8 Super-ARMSEGFR ( 2
F PCR) ;

@218 7 H, HREBENET NGS H AN M BEHML I = Rkit: REEFH
A EGFR/ALK/BRAF/KRAS # [H % & Bt Al (o 28 Ao 2 B0 J7 3% )

® 2018 F 11 A, ®RE&EAN NGS ZWEHEL IRt XELAHWNAXI0EE

REBFABMAA & (THAFRLLENTFE) ;
@20194 6 fA, LETHHEHMLETEINTEER;
® 2019 £ 8 A, #HEH/PD-1 L4 ML B kAL: K ¥ ey PD-L1 IHC 22C3

pharmDx;
® 2020 4£ 8 F|, FDA #EE AT NGS # A By A & w0 £ 2 7= % . Guardant
360 CDx;

@ 2020 8 A, REERH KA ETHEMHIAFIEF L (CDME) L8 AR
PSRN (R LT BN EE S RAER A RESEEN (ERXERL
®) )

@ 2021 £ 11 A, #E CMDE &7 (A5 25 4 19 3E R A B2 i 3 0] s PR AR 30
M AL R RN ) Ao R RS B R A A R R SR M A R )

@ 202243 f, HEM BT ANEF PD-L1 %M RA & ( #IZ BT MWLM DI ).

XA “PD-L1 iR A (REALRMFR)”
omn$6ﬂ,&Icwmﬁﬁ<5%W%&%E%ﬁﬁ%ﬁﬁ%%%%ﬁﬂ
I PR I0 vk At A 4R T R ) .

FREG, B 202445 A 1 H FDA dEHEUE 61 DEEREIZ W=, KR 71 Fréhi
( A ) F31 R (FZSEIF) , AT IR AR/ NI . FUIRE . &5 B .
PR R A A MR AN MR A s BT RAEIFRICY & EGFR, HER2, BRAF, KRAS il
PD-L1 .
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[ 30: #Z 2024 £ 5 A 1 H FDA #it R a2k FI R EM ( EB ) Riéxicw ( TE) git

FDASILIEE RO £EBE TS A 1237018 A AN SE T (Miib2024. 5.1, BEMEIED

Uveal Melanoma | ¥ 1
Triple-Negative Breast Cancer (TNBC) | ¥ 1
Thyroid Cancer (TQ) |® 1
Pancreatic Cancer | 1
Obesity |& 1
Non-Transfusion-Dependent Thalassemia |® 1
Moderate to severe Hemopbhilia B patients | 1
Medullary Thyroid Cancer (MTC) | ¥ 1
Hemophilia A Patients | 1
CellC =1
Follicular Lymphoma Tumeor [ 1
Esophageal Squamous Cell Carcinoma (ESCC) [ 1
Chronic Myeloid Leukemia | 1
Cervical Cancer |& 1
B-cell Chronic Lymphocytic Leukemia | 1
Anaplastic Thyroid Cancer (ATC) [ 1
Aggressive Systemic Mastocytosis | 1
Urothelial Cancer |5 2
Myelodysplastic Syndromes (MDs) | ¥ 2
Gastrointestinal Stromal Tumors (GIST) | ¥ 2
Endometrial Carcinoma (EC) | 2
Cholangiocarcinoma |55 2
Gastric and Gastroesophageal Cancer | # 3
Prostate Cancer 5
Ovarian Cancer 6
Acute Myelogenous Leukemia (AML) 6
7
Solid Tumors 8
Colorectal Cancer (CRC) 17
Breast Cancer 29
Non-Small Cell Lung Cancer (NSCLC) % 62

FDAEE B REREISHTIR IRV E HIRRIC G (iib2024.5.1, BEBHIE)

TR YL YV 0¥ o 2 o ow a o o = ooowow N o w N £ 0o @ & v oa m
EEsE 3 R 2 B dE i EEeEEEERE
gy I~ r=3 =z x s £ 3 £ o 0o < W woO % = = [CRECEE 4 =
ES- J B 2z 28 q 5 2 28 o s @ o o 3 g
] & 2 aE d 223 B = 2 8838 &
6 3 - = o 3 & &5 O T F ox
[ 2 s e 5 5903 = s
w < s g 2z I =
¥ 3 S 23 =4
T iz
g "
z <
<
a - s L ok 3 s S 8
B R RRBMATT 90 HFAEFRE T RIS RE, HELTH 17047 (BT AR — 89K A

FAr . AL BEREA D)

FESKRIR / BERERYE FDA B A HEHIE

PR B 12 WT 1 JF R J7 ¥ 40 35 W) 25 (Co—development ) FIHF # ( Bridging ) DL Mz B Fifi
(follow—on ) o FEBEIZWIA) 52 438 i[RI e ST 26 5% 1) R A0t ok 2 H i
S IR N ER A 1D Ee = ﬁn%‘&ﬁ TR SE VL PERE IS W 2, 3
KM CTA (Clinical Trial Assay ) e A4, WXk, KIHAEZ597E CDx &
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HRTWIERH (2024-2025)
S ATER 25, I AR ER T . HARTT LA A DL AR & s

B 31: fFEEISHTF R KM

New IVD device
available

Bridging study or
clinical trial

Clinical trial with
selected patients
by LDT

Ciinical trial with
selected patients
by IVD device

BM available
New IVD device approval

Simultaneous approval jevice available
of drug and IVD device
Change of drug label

Bridging study
between LDT

Clinical trial with selected
patients by IVD device
orLDT

and IVD device

{5 B3kiE / DOL: 10.2217/pme.13.100

FESCIE | BRI AMNE AR 5, Gl AR (CDx) H2E0 M2 IVD, CDx 7
a5 ARG R I R, FEAE 2 S TE T A IR S . HARSHE CDx 260 11 26
B I 2Ry b, TN R 202 9 N, FEARHR ] LIRS

B 32: BRilfHFEISET S 29I & 2 BB E B K Bk

Mode of acti
a:des;;’vcti;i.: Clinical development Benefit/risk assessment
idi medicines regulator
oty BM eut off determination B .

FfOUUCt l_’l’_e- Phase |V Phase Il F'h_ase n Iru||_al MA MA vigilance
discovery clinical (pivotal) application Post approval
changes
Cut off confirmation
Predictive power BM

SmPC
" o = Indication
Medicinal Product - EU pharmaceutical legislation T ) ‘ — .
C i i ic- EU IVD & \consultation consultation] &
: i 52 Intended Use
SSP/IFU =
Analytical Clinical
performance performance
Vigilance
BM Prototyps Certification .
hypothesis assay application Post approval
e changes
a:: ii‘i:,','gic Conformity assessment
validity Clinical development by notified body

& B 5kiE / DOIL: 10.1002/cpt.2928

(4) AR
RNEFARE AN, EEEEDAR SR AR RS R R R B2 W R

[1] Nobuyuki Hanamura, et al.,Personalized Medicine (2014) 11 (1)
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VG o B E A BRI T RITEREIS W AR & 2222046 (Immunohistochemistry,
HC) | WA . A2 ROEE; BEXT B A5/ F I RR RIS W T 5 46 92 6 A 44 32
( Fluorescence In Situ Hybridization, FISH) . PCR FI NGS 4%, 1Ak, Sanger P . M5+
W BRI AR B AR AT AR R o AT ASE R BRIC Yo T4

B 33: ARHEZERNKATE

HEREZHE N ARFE & ERBS
A (THC) RTHMNEE%E, #l4 PD-1/PD-L1
KAEAL A= (FISH) BT AR 5 6 K 8y & Al
e A RN (PCR) TEAMNC AR IEE /R
‘A EMF (NGS) FTEHAMSER. SHELLTF, flo TMB, EEBES
EERE/ ERE

TESALHI RGBT f BRI RIEAR- 502 PCR, NGS DLy i i HHT A A 45
R T AR A3 0 BIRER ] o AR [ 58 24 i M A PR PR 7 A B PP Py, T
HE AR (NGS) KLl FFPE 21 ZUREA Y fifr i 1 PR A S A A B2 i), Sz I )
AR SR DR R N BRI - 45 B DA U HAT PR B2 Wi R UES 9 oA — A5
1 JC T PR BEIS W RS, ELR A S MU 1 0 1 i R 1 P 35 SC LI PR 2 A=l I Y
N =il SRR A HBAT I RIS 19 — i, 258 EiJE AR
TR AT o ETXT AT S DNA K B2 W iR TC B R

TR, HRTE AEBE IS W 3 R A SR AR IR T NGS A a2 >Rk i I RE
AEAT PCR A, H ] 2020 4F, FDA AHEUEE A NGS WARTE K PEREIS W 5 -

(5) Falk
PR FEREIZ I A “LDT+IVD” BEA BT R 55 A1, F BRI JE B 2G4,

5 B LG N EE T LDT BUR RIS, TR REIS B A 25 07 380 Al ik L S A
R B TEME ERCH R, HHTER s 0 VD B, 2 SR R 5 a2 T IVD
AIBIE R S E AR o R SR A IHIERTR ) LDT B4, 5 R FE 2 .

—
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BERTWIELSS (2024-2025)

FET R, PEBEIZ WY S 7 28R B B M4, MBERARIOCH, B
AR I F2 B ATb s AR A3k T e g S PRI g A S A (JEF PCR 2R ) o [RIEHFR
IVER], EZ PAgZemifnry oAb bg 25 P im RN T8 S s 0] (2018 4Eh) ) B+
e T W S 2, AV R R S AT R A R0 DR A, B i
P BT R X i R A SR B 3 R EGFR . ALK, ROS1. BRAF [##E [f] 25 W) ¥ 9 8 A BE AR 4
FERIZ N XX T HERES B I & AN A B R BRI AR #EAE T ZEMgAh, B AR
Myriad BRACAnalysis il FoundationOne %5/ i A4, Hirh Myriad BRACAnalysis A 4% 5
202,000 H G, FE MY APl ROST LRSI ARSI H 2017 SE90 A H A
Bl 25T 2017 4EHEHE FMI 9 F1CDx M [RIBTA8 A B, CMS B 2L TVD 44 A B £
fR 7 i P T SR A e e ( BDAR J, eRE syl IV J1RE ) HLFoR#E—B 7 2 8 Ao
FERRIN, BT RIS . ORI A BEER IR BSBOR (CDx S259IRIEHRES ) . REHE
K[ CDx BEORBURAEHEBE

PRl 2 W SR (L™ S ARE Dy 32 ) 89 B Ak A1 5§ FMI (Roche ) , Guardant
Health, Myriad, Dako, Qiagen, Abbott, Ventana 25, [& XAV A0FE NGS AU A BA £ BE2F |
TR ZAE T HORERD | ARA LR ARSI TR IN A PCR AR SEEEAEY)
RNEAY). EsAar. WA, SR, DFRZEERE], 2023 F7ERIE2
WrAE B S K 14%, HESRE N KR L 8 AN E 20, K E B0k [ AR AE L @l
FINIGE o A BRI 2024 AR5 —FRE W B , TE25 G 1Ek 55 ERYE R 2060 7T
(FHFRE29% ) , B A% 298ias) 2.18 1270 (WIELHEK 190% ) , B T g fpEis
WU m Y A I T -

FEAEREIZ I, AR O LA T 71 .

O AREH: FEH#—FHNEATHAN TR LRLE, EWiF W RAE, kg
PR B P B R R R M BRI LM S BT RO BT PCR, KR4
. FEREREANL, FiERR, BHHNF%,

OHREW: B mAENIERAEMITZY . ZEAMEFAEANE, WAEHF
A AEiE L W R L E R S, MRAE 2020 £ — T4 A ET 5 B B9 B3 NSCLC B4 B A #
AARLA, B VS BHFE—LBTHAEZHERENEALELN Y, IR0
W 24967 F T DLE & Mt 3/5 By B NSCLC B2 P,

OF EEH: BN —FRABRGNAL, M EEFELTHTF EFHHER;

[1] Mateo et al., Nature Medicine, 2022,28 (4 )
[2] Cheng et al., MedComm, 2021,2 (4)

—
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A VKA ERREXLDT, s RELARBELH X, FEM2TRIEE.
3.2.3 MRD A

MRD A W I HERE2 BT, H il TR K Wl i i A 0 (ER T AR S IAT],
T

(1) %R

MRD & BRI 1) EERR 22—, AT LAE I etDNA 553 hric Yy hd 7 0 i
JE ML TR AR GE A AR 1 R G B , AT AT S A J) S AR HEA T 75k A I L O PR R o

2017 4F, Hr3HAH K% Maximilian Diehn 7E Cancer Discovery | % i (IHF 58 3R R,
T 94% AT P-4 A lisee &2 % Fe 8 b, 6T otDNA B9 MRD 7655 1 YIAYT Ja (4 IR ol %
il i ok, 3@ MRD KU & 30 72% HBE, WA SE R AT IR ETZY 5.2 4~ (PMID:
28899864 ) ; 2022 4P Y [ B Bk G & S ) Jili 95 1905 15 RE A S BIF9Y LUNGCA B/, AR5
JCHE s MRD A XS REFS TR A4 AR DTHR R & T TNM J3- B S5 m PRAZ B 1) G A, 30 iy
MRD HHEL TAL GE AR 2 38T 273 RAME K, 16975 M ctDNA MRD FH 44 F5i il {8 A
100%, FIHEFEE N 91.8% .

& 34: MRD 7ER{ET 5 M HA e 1E AR

Local therapy Adjuvant or

with or without post-adjuvant | | Systemic
(neo)adjuvant therapy therapy for therapy for

for non-metastatic occult disease overt metastatic
disease recurrence recurrence

101] -4

Cancer
progression
Clinical
diagnostic
threshold

ST TSI I 774 TS
diagnostic
threshold

101 4

EHH\

10‘2.
10]—
105.

101.

Tumour load (number of cells)

104 0 “.
*.| Cure ‘.‘Cure‘
- - bt - L LS -
0 =z 4 6 8 10 12 14
Time (years)

BEERIE / AFFER
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BERTWIELSS (2024-2025)

(2) X

MRD F&1#/ N5k B 9%%E ( Minimal Residual Disease ) , WHFRZ 253 F5% Bkt ( Molecular
Residual Disease ) B¢ A] 5% B4 ikt ( Measurable Residual Disease ) , J&4& 217,
BRI R TR E AR, (MR TEAS R IR M R 5r1h, IRRE MW
MRS R e rT e

FLAE 2007 4F, P DR & £ K241 Alexandra Irvine 1 Mary Memullin X I A
iR (PMID: 17288299 ) , fEMBMERE R (B FEZIRITR, —/MNiaaREk, R
FHEEAFAEN . Bk, AREE 4 R Ak R 4, BP MRD. [ P94 MRD
BAFIBFFE AT LA SETE DYNAMIC, GALAXY, TRACERx, MERMADI, CATHAYA, MEDAL %,

(3) MH

MRD 15 [ AR5 7 28R AN A2 A e A E 2570, Xm0 e A8 2 Ui s I
W, W MEIATT T R ARG U BSR4 dE

HFLAE 2018 45, MRD A9 IR NGS 7= il B 3k 153 FDA b, R L H 10°, RpaAm
PUAGI ZEIIETF 17100 J5 AN B 5% BRI A0 . MRD 78 SR 7 1 07 FH IR 78 AN KF 28, H iy
FDA 27850 7 i WM E e & E , EN 2S8R MRD 7RIl RIS, HG4s B
e/ Nt . LA . HERSE, IR A2 MRD L5t

MRD [ & R B 258

® 2018 4, FDA #: & Adaptive Biotechnologies /A 3 ClonoSEQ"”, # T % & PCR
¥ 4 BCR/TCR VDJ 7 [# B # b9 NGS 77 i Tt & Mk B 28 s (ALL) =% &
MFEE (MM) &2 #4T MRD #0;

® 2019 4, FDA % ¥ Nater /7 # 7= & Signatera™ X # 4% %A % (BDD) ,
F T2 ERINEE &# K E ¥ tDNA; 2021 4 F X #% T Signatera # 4> BDD, 1€ %
T AN AE 25 4 T3 I R0 B9 R0 75 BI4F, % [ Inivata /2 5] &9 RaDaR™ 524K
MRD # 3l 7= 5% # 4% FDA BDD A 5

® 2020 4, FDA K #/ ClonoSEQ”, i T8 Mk E 4 i & fjm (CLL) ##
% MRD #:31 ;

(1] s, (SR TEAmL (MRD) Rl3ER) , S+ =R ERIES:, 2024
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@ 20213 f, HEEANMRD £FR (FIafiiEsFREmEERLR) &
% 18 J@ ¥ E i m b XA

@2021 4 11 A, BEXHGMAEHGFFORM (L KWE AW KRB+ 5L
WO R AR R R )

@ 2021 4, V2 R NCCN £ 7 6 & “ T Y & B B A7 7 it b 3 o8
ctDNA A Z % By 11 B30 111 31 4 B e A4 4 B i 97 Ao R R4 18 T

® 2024 4 4 F|, FDA it & % 4 5 15 % 5 2 (ODAC) R & # W 4 <L 89 #F %
EVIDENCE #1 RTEAMM W 4 R, ZfE 2/ 5k FHE (MRD) B8 2 K HEH
B8 25 4B R B R R 3 A kB A

©® 2024 47, FEEFHFRITIHAE R ZR R ELEA (LHRELFRY
i (MRD) A&7 4R ) .

(4) BAR

CTC (JEFRIHIRE4IAL ) F1 ctDNA (PG I8 DNA ) J& MRD Kl i) 3= 22 A Wb ik
Horr ctDNA JTAF O 05, FZRMIFE 2748 (SNV ., InDel, CNV, SV) | FWigife#
S (HSEAE ) 5, TG R R/ IMHSE Y ctDNA 2848458 (VAF ) DL CANIRE
FKGIN ) MRD 518

MRD ctDNA #6445 R 435 5217 PCR (qPCR) . %%% PCR (dPCR ) il i £ ¥
(NGS) o WA (Flow Cytometry, FCM ) A Ay 515 (14 H AR T B ml LA B2 46 0 B8 41
JLfY) MRD, REEATLIRE] 10°~107, 2 47 R IR MRD A H I ik Exdss
IR, 7E tDNA £ = 0.02% BT, o DR AIRIARTG G B k4T MRD A&, H A
FZRH NGS HEATSAIE MRD ctDNA A, H—FIoivyes 40 6 Ay s 8 S ok B & B IR 28
s DM R TR B e (AR /D 30,000x HEZ 100,000x ) , BB T R4l

MRD #6100 1) 35 A 4% 2k £ Tumor-informed assays A1 Tumor-naive assays, Hij#& 1 5 &
SN ARG BT E HIME panel BUBIRENF, J5EZHE panel 2t WES ¥,
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35: MRD #& A R EE £ X bk

AR Tumor-informed assays Tumor-naive assays

B EARENLAHREREREER, 5 FRARGERFEEGHEREE
U B R R E F panel #BE M 7 panel 5 WES #EAT 4 Ml
KR*E Signatera™ ( Natera). PCM™ ( Archer Dx), Guardant Reveal (Guardant
il RaDaR™ ( Inivata ). NeXT Personal ( Personalis)  Health). CAPP-Seq (Roche)
ML RE, REERH, B0
BRANE I E, RARK
EALHERREN RFE, FIARLTEEZL RBEHAMATE, T469EZM0ES4

R RSN F R R E W REEAER

. \ ‘ IR,
BE . mARAEEREESEA oy AR R BT
EERE EEE

T B RTERY SR, 2024 4F ASCO 23 1 & A G RIS COBRA Z58L, FEEFXT “Iif RAK
& &ADNA+" PTG WFFEA R T 76 2024 4E v1 RIOEE 1 179 NCON $8 5 rh3 M A HE
LRI IR I 22 SMef ] ctDNA #EATF0 ., R hl FA X SHEAR B & T REA o, fEfiR
FRE A i B X MRD B EA PR FFRS R AR O BN, 2024 4, BRI 5 % —Jk
AT/ N R . R RIGE A MRD W92, 43 3I4E Cancer Discovery .
Cancer Cell, JAMA Oncology A, J BRI IHIK B PH Vs 0 (B 2, JRAIE S 24
RRLAR Ay B D) W TR T FH 2555, SRR PFS (JCiFJRAEAA ) 15 184 1 H

FR T NGS P15, 5T PCR 1Y 20 5 DA Y Ak A AR I 48 0 e 30 e PR I VS ZE A A
REE A W & 2 H 2@ IR BE e . i 50l K2 B 2E B R A B R B P R i A3 T
PCR MM ctDNA 2258 K FH B R R N 28 B 2 2 W, e SRR ctDNA FHVE 83
RIGE KR (22.0% ) 30 TARE atDNA BPERE (4.7%) 5 RIGHYVIBRARE—1H,
ctDNA PR E G R MR E A 17.5 f5. (HAFHEMZ, 5T PCR (1) otDNA 25
FHSEARAGI , eI 3% FH T 29 R 5 J) 9 4 A R T

(5) Falk

H T MRD #6500 =2 DU A KSR 32, 3 ABEDR . Adaptive Biotechnologies 14
clonoSEQ TEARA IS 55 —4F (2019 4F ) A AL EEEIR, Natera 23 w9 Signatera 7 i 1
i e ges 42 2 W LR & WA 2022 4 2023 AEFRAS S H BE R 55 . Signatera
1 Guardant Health 24 &) Guardant Reveal ;™ fi 7 2023 47565 4R 15 38 [ Bl AR S i 23 7

\ 92 \ HAE www.geneclub.net.cn  MRARE RN




F=En NAHR

( Blue Shield of Louisiana ) &[4 .

MRD 403 ¢ F5 0 i B A\l 945 Naera, Guardant Health, Freeome, Adaptive Biotechnologie,
NeoGenomics %, [PIll A ICRIEI | Ry, PN, SERBHY . SAIETF%.

MRD 7 2023 4E DI iR 5 i . PG ATFHE R, Guardant Health %71 2023 4F MRD
R[] L3S 4 90%, FilTt42 98 1500 J7 45 A 1 200 {C 36 ey sy s MORRAE i 21
AP R 55 B 12— Natera 3T 2024 A 24F 5L 14.2-14.5 {29570, 2024 45—
FEENA LK 52%, MRD 7= fh Signatera RS2 AT K, 4R E] 1000 Eo0 1, &
# MRD [ Freeome 23 HI £ 2023 458 Ji i & [GIZ B 4% . Quest S5 R 2.54 {23 TTIRRDE
SR T I T2 AL HLES T RS BB i 2 42T 6 AR R

2020 4%, F&EE AR AL MRD &0 Fii—3R B BRI o 2021 42,
SERIE I ZKS Natera 1 Signatera 77/ | ATE, @i B F-F-65 10 J7 x EIRENT,
KBk 0.009% , 2023 4FBiifg &2 4 Wb 558 MO JA] e K 24 58%

7E MRD K45, AR AIOCHE LI T Jr i .

OB KEW: Xk ctDNA, ¥ HME L T A NN E A, Ao ka7 oE A7) #F
T AN VAFEAT AR B3 Fa il R B 363 o

@ X ETH: MRD & H 3% A 4 & 45 2 8 £ E AR 48 6 7 £ . 2020 4, Exact
Sciences & 1 Ashion ( # 2 Z W IE BT PO E AR 41 ) #1F MRD £ 0|
A TARDIS, 2021 £, NeoGenomics P 3.9 12.% 70 4& ¥ Inivata ¥1 X MRD #l .

OF ) EH: mEMRDMIEKEN, EREFITELFE2FHH, B&EHQ
MRD $ A #y 7= 5 B A b A B R A B4 0k 08 B O

B T BhRE B FEREIZ T . MRD KRS, iy 5 DR I A3 3 A P e R DRSO
ST AR, SEABRRERAILL 2Rt T RIS A RS A

—
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3.3 EMEZR : MEMERGY

(1) R

Y FN LGS (Cell and Gene Therapy, CGT ) ZAEMZGFTUT 1. CGT AYAS T2t
FreEMEATE AL, RN WSS R B, MIE A SZ 40 L R s AR I8 7 s
HAREWERTT . KRAZEIMEES . 2017 4F, 4> CGT /= Kymriah 38 FDA HEifE; 2024 I
et Arpkdt 3 AN AL T B U, ITAESR AR B W AT COT MR 3

[ 5 K 2 2023 AE R AR 1) ek R 20 A 28 257 v, SRR B2 7 5 ol
RN TR T B R CETRME RS I8 S R Al 2 5 1 8 KB OGSk
[F]4FE, ChatGPT )46 A Sam Altman J¥ % 1.8 /. TCHEE AMIIETF AL Retro Biosciences .

B 36: AREMEENXERE (BL) UERRFERMELRHXFENFOEN (BH)

BEEXRE/ AFER

(2) X

ARLIR ST AL R TP ST A BRI AR, 5[ FDA JeFR[E NMPA 482 35 415 4 i
FHEPNAY R WA (RRBIAZERSEERI T 259 ) o SEREA R, AU REE Ry 25 TR
SrPOREEERE A H Y, W B 2B N s I A B A A, SRIRE A8 s A Y
WIIREM —IUE YR . AR RAY Y 53R g . SpsifyT . FAERRSE . BB 2 55
SR,
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N B 15 =

1.
Cells harvested
from patlent

2.
In lab, virus
rfe altered so
cannot
reproduce

~.— Altered cells produce

desired protein

Altered cells m]ected\ @
into patient's hody

O t‘a

Cells necome
genetically altered

Agsne is
inserted into
the virus

Altered virus
mixed with
patient's cells

1% B 3RiE / https:/scienceofhealthy.com

TEAN 3 (R, A B FISE AT 48 LA CAR-T SRR 04 4 a6 7 R LA X G5 6y
fRRIEEINGYY o AR, AMRIEENNGY T BTG I E R B AE A vy . T AR AR 2, IR

TR, X = AEAR U B A5 A A

[ 38: AT MEEBFTHSE

CGT A Sk FEmarEE
AEMFapp st EhTHER. RETHER. EiTH8
RRARE  fTABRET  pummd s (REEKR. RFEER. KEEGE)
Eiil 7. EEE
M wHAH TR BAEFEZIRT 4 (CAR-T)
# BT EN T EE B KETREZENK EH (CAR-NK)
¥oOENTAER s -
o S TRER TARAMT @R ESHN T 2 (TR-T)
B R AETE T A
2 40 B By " R X FEZHBR (ASO), /MT 4t RNA (SiRNA), ## BL &
¥y et HEEA (Aptamer ). f={£ RNA (mRNA) %
# THF. B ETRENEETZ: RERE. Efk. 48 845%
B hREERL o
jé‘ ﬁfhﬁtﬁ—% %%ﬁ*&@i% (ZFNS)
b 20 A 4 EE B % B SRME B FAE R M A2 B B ( TALENS )
LSS CRISPR—Cas H: 5k B (A f% HL 4 71 R 42 1 X & 42 71 Bfe 3
JRIETY E B EUF)
{58 35kiR / FDA B NMPA, #IE/ EEE
WRIEE R EEE www.geneclub. n@tm\ 95 \




BERTWIELSS (2024-2025)

A — PR A AL IR IS, BISN E AR ik . Hop, RSN IAGE ]
L SEpIth g NP 1 i IR S R B AT WAL R N R i - S S I 1 ER T AR S
AT 3 PR IE AR B AR, R 2ol i kT, MR/ aod Bt g
SR o

(3) MH
S M AN PRTR YT B 3 N FH AU ™ EE 1 A /L LA SR R . TR PR R

Forp, BN 2N AN / W, FEFRIE, I PRI 2 PR T AT
SR INAREE B My PN A RETENIZEAAE | SRR AR | 1A A RALE TR R
PR B IRBHN S

P AR B b i g i o ], AR GEia) Y 7 S BoE Wk L . JRIIAYIR YT 2
£ 5t BB G AR RSOV o BRI B BREIUR T ERER P BE S R R T IR I P T 10 P D
B, SR RS L PR G AR, SR A R AR AR I AR R A
Forp, AR IR R, PR A e A T A e 2 A

AT B AT EZEN A TE . R MR, RFRITIEZ — A PURZ A T i
J7iE (CAR-T) , JRBUE [ G T A e MBI OB i3, T gk @i
A" — Mg e bRk (CAR) |, PAEPUNREMBEAMARE S, JF45E T 40/
FI B I S 2 AN R 2L [ 4 FE g 4 . e AME A DGR MR, 3R YT SS9 1 TCR-T
AT Afamitresgene autoleucel A H7E 2024 AE4KAM, FH TG 7 T8 15 AR FORS Y RE / I8 20
AR T PRI

TE CGT I R SZ50 J7 18T, AR 5 25 it B R 24 it # PPl (CDE) & A
P17 24 VI RS0 E R AE B 44t (2023 4F) ), 2023 4FFE I 81 T COT Il R IR 4R,
5 2022 4FHEK: 76% , LA I RIS A 32 (76 3, 94% ) , 3 RE AP 2540 £ (42 101,
52% ) , RIS DL T I PRI IS = (33301, 41% ), T I ARG 5 LA Ry 5% (4/81)
L I AR I BCR B AR N (R eI 43% ) o AR CDE BRI, JEATE I R 560
ARVERT AL FG AR TT R 1Y) SMA JERVAYTY, SR TF R RPGR B0 MHEAR S AHDC X iESI R
DA 0, 28 A P ) i PR 7 451 PRI
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E=Fp NEAH=

& 39: 2023 FMAEFNE FE ST 7= miE M AE K iR 56 5 HA

45
40
35
30 |
25
& 20
® 15 | 3
10 I ' qT:
. 1
3
0 & - N s e .. " I
m
. S g o {ﬁﬂ% g éx_\% gﬁ\% i % @"(’7“% { @"(’7“%
By . %\ {a 4 4 R 3 3
4 ; 5 P :
SN S G R - A
& F B &
SO g R ¥ o I
g P
&
{E B3R / CDE

TECHLE ETTRY COT ™ 7l F B 2= A S 1T 7 Fhan i A RE D i6 7™ i b,
FEORA X 2 R M BB . B 20 S T A U A IO B CAR-T Ik, ZER
JYITTH T 2004 AELE A ERASERERAME T AL PNRY T P il 2002 4k T e 5 AR AR
T EEIEEDNAY T, BB X T Y S A

R 2024 4E 4 H 26 H, FDA Ity T 37 Mg MELDDATY . AE4RMIGYT 7= 5,
T 200 16 o) R BT I T LT, 90% ST Xk LR R BB R 1Y CAR-T; 7R LA
Jrr- i, BT REEA TN AAV R BE BRI BRI T IA A o 13, (HARCERE, |
CRISPR M a8y 7178 2023 4E3145 FDA I i,
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BERTWIELSS (2024-2025)

& 40: FXE NMPA #t#r 40 Fn B FE 7%

BB A WA TR R R W
A o
O s BB 377 FEE L s
2005 £ 24 3y I 1 A6 S0 5 P e ZgEY / VA IE R
0015 HELKEME O AERTRRRIREUAE L ou omt
28 e, A B
S 35 b B 2 4
2001 45 B AW A FE B i;j%/ﬁB%% RHBERE  pew AT /
L Yl 4
20235 (FHESFRERR LRAIELRBESEUEERHMERAES CAR-T /
ey
2 o M B L
035 mERSEEsE oVERBBERERARERE L L L oo /

1

2024 £ ERERLFEHK ARIERM LA ETHMARALE FFHL  CAR-T /

FEERE/ AFHER, FIE/ EEE

K EATE CCT Sy WA AR, 2020 4FE R4 INEUAL A HESE . 2003 4F, JR %K
B B E IR (SFDA ) %A CANIARLHMLIGY FOIFFE A 0] B 2 o5 50 )
2004 AFEHA B E AN SEPRGI TG EA N pS3 BURERESNR 4 A" 345 SFDA At
i 2020 4EFF 4R, NMPA B0 R AGARIGIRAFSE SIFH . GRS R ARTE T 77 Sh i R 253
FOFRAE T BRI, R T R A R AR . SERME A IGYT . AR T4
JifL R AT A AT . FZH AR DGR TR B AR N R NE T SRR LA R D L A 55
N PR 48 T30, 2024 4F 6 H, EIRZWRIEH G (CDE) 78 ChEE M 255 I )
WP E A, RIREDEIEAIT 20BN, AL G P A SR ek G
STy AT,
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F=Fn NAH=
B 41: FDA #ti#Er) BB FNEE T %
HYETR BN R i MREAT AR EETERER
ABECMA (idecabtagene vicleucel) £ R E R Celgene (BMS) CAR-T 7l
ADSTILADRIN (nadofaragene firadenovec- -y ) AR A
] A HILIE T 1 5% ok A Ferring / oy
AMTAGVI (lifileucel) EEXHE lovance TILH YTV 7l
BEQVEZ (fidanacogene elaparvovec-dzkt) BAY If1 A 9 Pfizer / ﬁ*ﬁ%ﬁi(y\\l) #
BREYANZI (lisocabtagene maraleucel) K B 41 a3k (298 i T'(‘;:";TUﬁCS CAR-T /
CARVYKTI (ciltacabtagene autoleucel) Z R EER Janssen Biotech CAR-T /
CASGEVY (exagamglogene autotemcel) i i 48 p 3 o g 73 1. Vertex T B 2K CRISPR 3 Kl 4 5
ELEVIDYS (delandistrogene moxeparvovec- - Sarapeta
rokl) HLEHLERT RAE Therapeutics / AAVEREE
GINTUIT (Allogeneic Cultured Organogenesis
Keratinocytes and Fibroblasts in Bovine R | Sl 7 /
ncorporated
Collagen)
HEMGENIX (etranzti'?s)ene dezaparvovec- B [fl CSL Behring LLC / AAVER 1A
IMLYGIC (talimogene laherparepvec) Ak 3 BioVex(Amgen) i AR R
KYMRIAH (tisagenlecleucel) JE T R Novartis ~ CART /
LANTIDRA (donislecel) A 1 BB R CellTrans A ] U
LAVIV (Azficel-T) HERJRVAREL Fibrocell AR /
Technologies
LENMELDY (atidarsagene autotemcel) SRR EREFEA R Orchard Therapeutics @Rk
! < ) AAVARE, EAERHE
LUXTURr\IA (voretigene neparvovec-rzyl) LB TR AN B Sparfk Therapeutics / I TS IR T
LYFGENIA (lovotibeglogene autotemcel) R g fm bluebird bio / T 20 te R EE R
MACI A JE I TR Vericel Corp. 20 ) & /
OMISIRGE (omidubicel-onlv) 1 7B 4 g Gamida Cell LS|t /
PROVENGE (sipuleucel-T) gl Dendreon Corp. / REAEFE T
RETHYMIC SRR A Higree / L
Therapeutics
ROCTAVIAN (valoctocogene roxaparvovec- BioMarin
rvox) A Bl SR Pharmaceutical / AAVEET
SKYSONA (elivaldogene autotemcel)  fiXi 5 _F[ij (3 i & F5 AN BAE bluebird bio i & T8 d 8k 14
STRATAGRAFT VRN 5 IR et tich L /
Corporation
TECARTUS (brexucabtagene autoleucel) 41 4 B398 Kite Pharma CAR-T 7
VYJUVEK (beremagene geperpavec) EL e AN, i Krystal Biotech 7] FaZ IR
YESCARTA (axicabtagene ciloleucel) KBAH i L Kite Pharma CAR-T 7
ZYNTEGLO (betibeglogene autotemcel) R A I bluebird bio / T I 440 1 5 2R A
ZOLGENSMA (onasemnogene 8 Novartis Gene
abeparvovec-xioi) HRUAZEE (2 Therapies / AVEREE
University of
BL 125391(HPC Cord Blood) EIMTFAMEBEFAR  Colorado Cord Blood iy i T4 /
Bank
BL 125657(HPC Cord Blood ) T AR TA MO Anderson Cord gy oy /
Blood Bank
BL 125432/0 (HPC Cord Blood ) Wl TMpAmEAR  UifeSouth Community e b+ ompy /
Blood Centers, Inc.
125585 (HPC Cord Blood ) EMFARBHTFAR Bloodworks Ji i L4 /
SSM Cardinal
ALLOCORD (HPC Cord Blood) HEMTFAREBEREFEAR  Glennon Children's i F ML T4 /
Medical Center
3 Cleveland Cord Blood
CLEVECORD (HPC Cord Blood) i TR T A et Joie 17 i 4 A /
Ducord (HPC Cord Blood ) T EBEAFEAR ke Universlit‘y JH 5 140 /
School of Medicine
HEMACORD (HPC Cord Blood) R 2 e o S £ B T /

==

B3RiE/FDAEM, #IE/ EEE

P —
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BERTWIELSS (2024-2025)

(4) BAR

MIFEEE, AIEIATT M RRAT P A B —FE, BB s e Z AR A el e (], HR
FHEHRERI AR, TEHORBRER EAERAIRE, LUT il Zmid (BRI, 20 n]
AZ: 25 5 R S AU B A3 LR E il 5 T )

HREIRTT VO R, DA B4r2s AR e 0Ma YT . T A BTGy T LK At 240 it i
i RPN . PRARANIRAE ) o oRediff 244 T 400 . NK 0 LL R E v, #¢
A CCT #7, WATELETHEEEREMin sz 4 MayT (1 CAR-T ) LK PD-1 FEPH i
BREY E AR T A5

B 42: AR TEE

CELLULAR ATTACK

infiltratin g\ymph yl (TILs) or genetically
rec p rr R) o Ib ﬂy\K \ cule called
unter p gen

TIL or TCRy or \)CAR

Add T n ceptor
(TCR) for er antigen
Tumour cell

Isolate and expand
tumour-infiltrating

lymphocytes (TILs).

Tecell CD3 complex sends
activation signal

B -
b\ T-cell activation

&g

Infuse cells back into patient,
where they attack the tumour.

{EB35kiE / DOI: 10.1038/504S13a

CAR-T By J5E S O Y F AR T 40, K T 4 3 o e PR TR A 5 E i -
PUIFEAZRIE AR, R R S BGE A S B A MR 40, 51 & e Be s . CAR-T
4G T AMIRTT VA REEPIAY T EOR , R AER IALE) CGT £k, A 1989 4, CAR-T &4
b R TR AW R SR N LY O L S S R S B S R e vt AW 2 R a5 e
AT TERIE A 5 57 DU AR B35 e A J5 B e 4 35 (ol an 4 e el ) 5|
B 22 1) G i 20 M A o P

PR AAS BRI 118 5 sl sz 3 PR R T P o . AR AR L% i -
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E=Fp NEAH=

O )SNREEWERE, UMERAMEREEEGI Ry GIE, BT RENER BT
OLEBRAWHEN, FLKREEWLEMM, WETERRBHNER BT .

LR B AR AN ZRAR A TR 4337 DB AR 53550 o
(5) P2k

M AN DR 7 AR LR T 3 1 R AR W R 2GR, MBOR S . E R IR AL
Bk, TR, ARG IF SRHRE

MY YT, ROV R EAME SR FLRSFEG R AWt o £,
AR T, SRS R TR . RS A RIS, AR
TR A RE B A T3

[ N 40 MG Y7 70 & R L4, 20212024 AE I ME F T 5 3K CAR-T =&, ¥5kA T
Wi (BIER A, 24IEE . JIEAY /ERAY . AlAEY . BRFZLSE) |
SR LG A8 i S S R AR T i, BB B AR B AR M SE E Kite 513
Yescarta® $i R, I ARBAAE T B TA LA ™, MR 120 IO AR 75, ESNEN
29250 JITC NIRRT /5o X BRE R AMESE Ty KoE i, FRIEA0MIA YT A i 2D BRI A
a8 St oR, BB EMHEARATH . BERAEE AL OB EE 55, 75 2 b B A =k
BERGE, MERFH, B2 -B (HK.02171) . Z58E#E -B (HK.02126 ) Y ET
B350 25.90 /2HTT . 7.84 {LH T

PN T IOTHL, WA, RO, EAME IR YT B R L Sk B 2
AR PERIE AR MO O T, B LR BEE . A H BB BT — U RIR e A B,
RERII LT AR NIFIARAE IND B2yl RIKE I ) o Bl H AT CDMO (& FiHR
FA=HE) N,

E MR R IRR IR 2GRS . S Wim A wRL . R bal . ooty . 3%
FEHT . RS RS, $ROE GMP TR, AAV., ENREE . BRINTE . RN TE R IR L LR
WITHIZYIF R IRS: - Hob, s s EWTE 2021 AF3RA5 RARTEAS 1.5 123670 A feat e,
PEATHE BHGE SR EZY 7.3 122678, 2024 1RO VT I8 2 i M AR 2 T3 4ok
PR 25 & R BERDILAL GMP AE /=ty . B T8 RS, EPRbAT Rt e TR I RE
S AR, 251 B b O BRI OXGENE, JSCHTERM . 251 . N4 1 )R
23kME CGT CDMO A v, HFET 2024 4EFE IR MR 2l GMP ZUnLE AR 1.7 T34 K i)
PRI B, FEERHHTE AT Acro AG, ¥ K ABREE & A &) o

P
RAERE By EHEZE www.geneclub.net.cn M 01 \




BERTWIELSS (2024-2025)

3.4 RERA : RIEYEH

(1) R

MR 2023 4R & A0 (AR B L 2 FEFRRORS ) Bl R, 2022 fE23KL
A2y 73542, 2019 4R 1.22 /2N, @it 31 N B amin k. MRy
BCA FERRA K44 (FAO) By, #2050 4F, M= /i hin 70% A e 4
BRIR BT ETT2Y 90 AR N K s MAER BT ER, 80% MM~ i Kk A AERCR

R o

2015 4ELCK, FREREAEFRUETE 6.5 /LA /KT, AR A s i Al
BRehEL (HIRER RN 2 54 P AP AR R 2200, 2023 4RHF OARE 1.6 12mi, Hrh
RGHE I AR B RS 78 2022-2023 EASAERE, FRIEPELT T 67,000 WAL FT-,
Wil 4.78 /23850, Horb, BESEMBEAFZHE D RZMPZERF, &1t 2022-2023 4E3F
B 56% I H 1 79%.

43: HEFEXREDFHFHRTREH OQFEHE

HIEE Rz TR FHME #EO (22/28) HA (23/24)
(2Fr/8m) (Fm) (FAE) (TAFE) (730 ) ( F3mE )

REAK 41 (1 46%) 191( T 33%) 48 27 72.3 N/A 2.8( 1 20%)
fegAAE 126 (1 7%) 529 (1 4%) 131 57 = N/A N/A
ZEREX 175( 1 29%) 379 204 122 34.8 0.30 N/A
EAY 3 24 - - 19 - - -
AMN& 456 = — 405 = = -
kKE 114( 1 30%) = - 59 10.4 - -
i 21 - - 8 = = -
e 2.55 = = 2.10 = = =

3 - - = = = 0.53 | 40%) 0.34( | 13%)

EH 291 (1 73%) - - - - 6.40( T 96%) -

EEFRIE / RARHED €2023-2024 FHEFEREDFHFEFRTRE ) UREEKIER Planting
Seed 2023 Annual) , EFRBRT#HOR 22/23 £/, HR 23/24 EFTEE; F18/ EEE

e
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E=Fp NEAH=

FeFEFH 8% FOUBEHLFENSG T I 19% AT, ASSHEHB HEARAR 2 T FEA4 7K -1 40%
FERRAT BRGSO T , TR E P B AR Q13T . 2021 4, ok AL MO 2 B S
VOE S (RO RMATEh S ), SRR SRR IR 2 2 H T 31 56 2R [ R 48 4 1) RO o35 1
T SR A E R T 2022 4R, Hhge— S SRR R SR kAR
WIEFERITE; 560 PR B2 (5 AR B LRI 2024 4, RALRA
TEA 2B & (HE S B RS @R (2023—2030 4F) ) , BB L Ofi—%
TACTHE T REIRTHTE I (2024—2030 4F) ) .

(2) X

AYEMERHEEE . SFAEYY . Y TRRROR S XHEY AT E 17 2 B i
EE, EAEfEgEM ( B 107 ) L JREEM ( B 207 ) | s ThriciBiE A
( “HF3.0" ) ATFERITERM ( “BFf 407 ) . EEEMINERNESE, HESTE
R e B PR RN GE , IR R G BFHOR AR E M, SRWMEEIE G B/, AT LUK & A R 3 4
JIE 50%

B 44: £YEMNEFGZE: (A) £XE# (B) FEEM (C) BEFEEM (D) ERREEFM

Ahmad et al., 2020 https://doi.org/10.1093/bfgp/elz041 Briefings in Functional Genomics

Elite variety Donorvariety 3% " = Elite variety
(Disease susceptible) (Disease resistant) *~ <Y1 O DICKEOSS o L (Disease susceptible)
Conventional plant breeding (8-10 years) Plant mutation breeding (6-7 years)
C D
OO Disease resistant r
X . \ W/
elite variet Sg asling \a
\ & O Y ’ gene’s targeting . 9
Plasmid /\ T ATt . W ¢ f g’
I e . Engincered ¥k
TV, | CRISPR/Cas9
et B “alli Call
Elite variety Flite variety
(Disecase susceptible) Foreig jon (GMO Lal S gene/s disruption (GM-free label) (Disease susceptible)
Plant transgenic breeding (4-6 years) Regenerated mutant plants NBTs i.e., Genome editing (4-6 years)

{5 B3EiE / DOI:10.1093/bfgp/elz041

(3) MH

BRI T =K @A o PRI N Al SRR T . A H R
AT EF, AEYEME MK,

FRARERE sy BEEE www.geneclub.net.cn [103]
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B 45. BMUEN “GEEG”

A EE A R AR

“REBEMm”

BATEREGEE 20HLdr, BEBFAZMABH &M, BIAAEHHE

sk

PR amurw FEEG AN, ERTHALEL, RERSE B
1973 F LA FEMNA LT AT “ZF” BE, 2017 £FF

P, FEREENARIAR “Z£" BE, 007 £HHHA

RERAGEM HEH 00 (BHETFTZ)7

genTinit, ERRE. SRENFEENEARURALE

. s > 5
BEX ARBFER e en ik sn, HUEH S TEEEH R

FERER/ 2FHEH, HE/ EEER

Hr, FREVKREE AL T2 R4k, AiRRIEER . =Rk RE. A
AR R SRR TN S APES) T KRS e p 4. teAh, FER iR 7E R E AR AT B R HOR
SR ST AIARE o 2023 AF, IR R AR A E AR AR AT AR M A AT 0 1 AR M s PR G
AR 2024 4F, FOKFI/NEZAE N FHOE R L G4 2 b . b, X1 0
g RO IE AT 0K, RREIFRARZ 25%, FEOIATFRAREY 40%, ZEFFRORDH:, BUXRES3ss,
TR, ey AT SIS 10% .

46: 2023-2024 F, FRMRFEE T & ok Kl B F RmiEL IS

REZIEF 7R 78 F £ R R GmELF3a #HEAEMREK R A 2024.1.2—

(2023) % 350 & A RAH T 25T93-1 A4 7= i i ty % 4 9L 4 02011 O
. \ % % GMFAD2—1A 7 GMFAD2—1B %[

KEREF  AMFRAR AR fgé;&ﬁkgzgéﬁﬁmﬁi LISEE

(2023) % 351 & HARAF S 2029.1.1
A

RIEZEF Wl 7R 2 % A& 4 R REB2 ZFFEMEREEEXK 2024.5.7— AH

(2024) % 053 & AR/ 179AC19-13-13 & R %2 AEH  2029.5.6

7”:,,]‘ = N g
REZES ;g;iiﬂii A TaHLOSAL, TahLO Bl 2024.5.7
Z U H|, 3 N ool =

TaMLO-D1 77 TaMLOX 3t B #t5% /M

(024 % 054 8 il kEay o0 DL TaMLOX LBIGLA A& 202956 O

st MLO—KNRNP 4 7 i Fi By 2 4 3 %
5K . S

FEEFRE/ RURHEBER, HE/ EEER

\/W 04\\ HAE www.geneclub.net.cn  MRARE RN




F=En NAHR

ZAFEARY R TR FE A B IEAE . 25 B RS XA 280452 P AT o A I B A
MRS MR AL, B BoA AR AR 237 T 2018 4R i dh i
HE , MO RRRE— DR A BT Z AR LE VR Rl —4F P 2= ™ & 1000 AT
W R, ZUCE” B RTREITE ALK 20 AT, fEHRRETE . RRTT
PIREAR ST, 727K mi . SUNEZ D HKEE T DAL R FORWTTE BT
HARHIBA, X TR SRR G EMEEER 3 MR IR N R G, EF HRZAFA
FORG AR, a1 E S E, 7R e M 10 JT R .

T BB RZ T =B, M 1980 4E R 5 B & M TARiC B0 Ak,
2009 44 FE VR ARAE 2 2022 A BE R i SR 2 o 2022 4, AOlAR AR AT ER
K CRTHAFE R R A A R A ) , AR 3 T REFMIL A gk il 270 K
FERLAY, A04G 69 FKEFARIEDFLERIA, 86 FERFHE EFL MR A 121 Ko
MR FE G K PRl RS Al . 2022 4, RAEPI RO AL K B4R A 65 1278, [ 2020
AR 17%, 219 A ahFhiiad E 50 s B SRl FEARL L A FAFA R 48 23 147T,

Aok 5-10 48, FEAEDF R EARGGE . Rl R R N EREERTRA
B, AR A E , DAURRDI LB MR R A58

B 47: REEYEHEENERETR

it 8] REEAR REMR

EE T LI Rk AR SR WA S AR, RRABT AL
wion oy TETAREANIAAR SR REHS £5, AXARTHELDAE
e
“8637 AWM R E. B HEAHEERT HH, LKL
1986 / R0
FOATRR s mR sk R R
ok ppg EREREBBL. S SREEHRIE EBETERRERERS
. AiLH: FAEEEARG, —HELEEX
Kol KM 2022 % 1 AET% (Rl AR E S A % AT 4155 CGRAT)) &,

2022 FF 4745
FOBERR sk 4 AR T 2003 S AL AR T A

BEFRR/AFEH, HE/ EER

P —
FRARERE s BEEE www.geneclub.net.cn [105]




BERTWIELSS (2024-2025)

TERRSE, FEEZRTF AW ER . 2017 48, SEELO TR 5 B LA T
FEl R R BT SN A2 As ALl R ATl 2018-2022) , #OMES5 i id
HEMIEORRAT B SE AP F 1Y, AliE st e . CRPE MIRIE N 552 K TARcss )
AL GEIRFNE B BELLL KA N 5 P58 K E IR EAEDLIIOTSE , JF T 2020 4F 852 T 6 4>
YirhpE A (g, BEEEA ., 208 B . ICEEE NSRRI ) ;5 2021 4F,
RRERZE D 2 B 1 R TOR A BRI ey, LB AR B “ WA AT
2023 4F 3 H, JelEhdd TR CHEEEOR CRHEFR) L%, IEXUME TR NS
ARBEDL AT PRI

B 48: ZMERIFEYHEHHIEXER

Ex EMEMRERE

2021 47, R B AR EMNBUH Tt 45 2L 1 A 0 A A AR A, B KR T o B 55 2L TR 1 40 °T DAAE
BR 35 37 2 B, T2 | DA S B N AL

RATT B FI R (Al FOR . 2R A Ak t5 I RAT 3031 X 2018-2022), 2020 2L T 6
MEMUR (EE, #2004, 2%, §F. mlaflle KFrstd)

HAR  AEREEGETREREEDREN T AL E

HRE T 20214 6 AMALRE —MWEREFAARFHATIERHNE XK

FLRER [JR#tvu#EEEATMENRR

AT A SR MR A £ PR, 1997 AT #5 R R, Ak 2021 FEHIET 27 T UK,

i 5 BEFLIR PRGN A PR AR 474 280 BB (2020—2021 4F)

e 2020 4212 A ZE 2021 4 8 A, MR WARAT KBS T M EME (BFEELR. KT, B
i) MA TR /A ZAES

o I Bt AL 2R LA I A M A B AR T B A T A S R IR

s v HE O AR AR R T i A SR A B SR A

BAM Kok, @kl BORE K BAT & 5 R R O R H G S 3% £ BR

{EE3kiIE /USDA, $IE/ EEE

e
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F=En NEH=

(4) BAR

MEEAR b A G428 T R 2 B PR 5, 75 2R (R AR , el i ( 15
B BEARHAAMEIE TR ZE 8-104F ) o JE TIPS LY M, WAEFFIARSEML
B e, FARBAIGEILN (1987 4F) | - TAMCkiBhkst (Marker Assisted
Selection, MAS ) FII4= KK ZH ¥E#% ( Genome Selection, GS) (2001 4F ) | 44k (2012 4F ) |
GREY (20224 ) 4%, DATAE—A B T RR S

B 49: FREMEMEALLE

_ KL
WEREA
1 30 2
BE-HRMCBARNEREBES  REEHAR
REE 8, s ik o AR
i Fn
AFREAY | ATHEQLE GRS B4 RERTN  FHRAMGH R REAUT
i At 9 Pk S PET2R

TRHALIEE RARE, &
FIF A FEFE A H SNP A 2 Bt E A
_}.é‘ I"g— & >
AKREAEFE 2001 A1 GEBY), 2% GEBY (B /MK FokA, EHE ERERINE

B2 e
o BEmE, &% BRER, FE
2L G 4 2012 fAms k& B 3 B AR A E AT MR .
H %% AR S 1R A 9 2 B 3R B AR R B S 38 2 L
_ . AL R
N N \u f\a \p f;_:/‘ , B :\ ” \%’ .
T i AL R EET R ELE, kA RE LIRENHE K. AT

IME S e f{"
R FRA L2 AERE

FEFRE & HIE/ EEE

FIAT, NG a R HRINGE S, & A A MR TERAR AL B s DI 1%
SRR EARIEAR,, NIRRT SNP & F | R SNP I R A SRS mod e . 42
SRR AR B AN S8 . A AN R R A HER IR 1%

AR, BEE AR, 56, WK | it | N TR BESR R BOR B, AR |
BOFEOR BORBARNI T B, YRkl “Hhh4.07 , BIERED T E . 202443 7,
Hh FEL A Ml ok g o L L SR BE e e 45 R AT 1 1 i) 7 b A A B R AR IO S AR
OB ST AR AR B A L R AL . T RS TN SR A
LA R R E R ARG e NSRS, A7 T R SR T X

—
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ERFWEELS (2024-2025)

BEAREG o, Bl il AR R, R R J A 5 e R kS A

HAEr, XRS5 T H 22N LRA S, ANGFE—ENUL . VAT
CRISPR/Cas9 M, & FIEUSH) ) R ALHE Broad BT ArAE AU RAZAL (2R FHARHE ) |
DA RSB AL o 3% 7 T B — 2 IR AR & DL BT = A G F R

(5) ralk

MV AFER R BORBE R | THIIE ARIBOREE R, fEeBRMll 201 T 200, £
BRI [ 23 W) ZE K ZBW i S A6 SRy, Sk AU T A BB B 1 S8 8 =i, /v
b AR E AN T7 o

B 50: ol s Y S 4

Fn/

iy OO

it [ SLEBHLIE

17 TERT REEEE ok sELTHAHARES ARYAT,
& AT

RHE &3 R, T 1300 LR, AR
2017 e 1 F N ] /
L S e Tl A A Bk
BERNTARRANBTIAL, LELELEH
018 RESE  EUE  600ET THN; HEEEERT LA 76 LKA S
BARMTE LEEES .

. By BT RARK AR R A 5% RN, 3 E AR
2023 Fak 3117
EEEE s O Ty
T b3 42 70 _ ERHARMEH LT 67.9% R, HEE KM
2023 ERHE 2.24
ERER 4w (S

ik B FEFE BT R A B9 3 AR A b B9 R U 20% B9

024 EBRAE  FRME L0MLT Ly

BERER/ AFEH, HE/ EEE
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E=Fp NEAH=

AERETFNBIFL A w4 FEE (Bl s ), Bhdife (R IRess It 509 )
FEET. CBIWSEIERR ) MEHER COROWHER G m k55 ) 55

Horpr, BlliferE 2023 £ RAER T8I AT 94.72 423570 (LK 6% ) , EBLIH
WEFTRTAIE (EBITDA ) 2 21.17 423670 (Al < 28% ) o AL T AR MTHET B o [ Rl
TARMIABRAF (PRl ) 2023 4R7E N BIFILE WO 52 ACTC AR, 7 iR E I i
FE 20%, DPURAER (OKAR //NAE 1 5K 1 RED) b A RE44 11%.

TELE B T B e, 2L E AP, KER AL THE AR B

O@FE TREMNTANTALSE, BWAELEER., KEEANT—RERFHAL
igEE

OF A EXM YA LE, TEREXFRER AT

@ St IE 3K 3L T 1000 7 % 0 o A E gr B U # 4 Ll W, 5 Harpe, B A4
Tropic. Pairwise A 1EZWHA Rk | ik X H, FFRFA & Wik EA;

@M AREFAAA AWM AENF AN, HMEEYE & ARZREHEKE, Flin
Wi ik % Fb 1 4 09 1 A ) Serifel® JUSEHT F mATH, AT EZAHMEY &8 E AW A 1
3t 4 H Nodulator® 45 57 A iR 5 W %

TEA DB FER G SR, A TR AR B AG R = B . bk, SBiEs . BE
Fill . B ARAY) . AR sETAEY) . MiERHAEY) . AKAW) . SOE A R
FAHFL . Benson Hill, GreenLight Biosciences, Inari, Tropic Biosciences, Hendrix Genetics
o WUERIRRD T, AROGESUSEY) . R SRRAEY . WS FIHER T S
o AR FIZAER AL A A

—
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BERTWIELSS (2024-2025)

B 51: ERSMEMEFEIHTE A 2545]

el

B

FEE LM

BEFA

FARER

32

X7

Tropic
Biosciences

Hendrix
Genetics

v
Bif 8]

1993 4

1999 4

2018 4

2001 4

2021 4

2013 4

2017 4

2011 4

2019 4

2016 4

2005 4

Fr7Ests

&)

i)
K

ITE:
i

LY N
oA IR IR

El 3

¥ A
K

A
7 RE

el

b7 B |y
W T

FEWS /KR

(e N AN 7 S
. Ry E

A A ARG T AR AT
A% 61

EARBBARERL T
B4R 9 i

TR G H R AN B
HE R A Fr ik R

Tr & 3 B 4 R

AT HAMAMEYE LK
A Hy BLF 37 %

BABEMTAFE

£ Rt R
K

HEAS TR, E0FH
# CRO 4. AT K

fEE

A 2 B 4 4 S AR A
A E AT At

ATt FHATH
ki

Rl = EKE R Ak, TE
164.90 {27t ( & A& H )o

A B ERR A & 1534, &A1 97
B, YHREZMEERHES —FK,

REHKEE -KRLAEERE LN LS
WA, S0 AR A B A T R R

R KA EHR “FEE—AL DA,
R 7= L E K E Ak,

2022 4 5 B R0 B P RAL T

HERYETAY, HRPFER. MRk
FERML, ERHA, PEMTER
A REY 12 Ak b B 4R

2023 4 2 A mmk A2 R BALTTEE, MEER
E/{’ﬁ%o

ShEMFR. FEREHERELE,
TR AZDIEFA NS fr, Rk
. RAEEEER K,

2023 FRTGZh T A A, 1B K KT = Ak B
RFE. 2024 FH I 4 ANKT & A
BAZHA . WA WEE,

5 Corteva Agriscience &-1EFF & 4 4 2
Y R K ok B R E U R E .

Hendrix T H A AF, BAEMKIE. K
BEEEURR LG NEERT,

BERE/ RFHER, HIE/ ERE
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E=HH MAHE

FE DT FR AR LB, FEPR K Fe A —E 250, BORREDE, fEer
TR AL iR AR, TR S BCR A AEY | A5 E S 2B A )
A, AR H AT T 5 R ORI BE i, LIRS0 32 o (HIARAERE Iy |
S DA 2 B SRR A TRE T PR A g

TESKFRHU W SE L T 5, s B A JEORE S R A BT BOR A s )5 2 D 25
Fst . TG AER AR R ﬁﬂiﬁﬂaléﬁ S in LB, PR AR AR
Wik A—rUREIAR, W T BN BRI | SEH RS R R M A Y% 4
W%,EF i | éﬁéﬂw%ﬁﬁﬁﬁﬁ*T%%MW

ARAAFIETE B AL -

O N\HUK, BWH - FXRAEMEMNER, BMF=Z T2 TEMRARS TS E5E
KFE, WRTERESFANED T L, A8 (BTE) W7 o KRR =
e Ry ; CHFBLTRGEDTMHERANNELE

O\, BFEAK. FRK, KEFEMNEREE LB MLk, Kk
AMELERTE, s, WREAEZMFLEZFHAER, EEEF G %5
WonEH— M, S E R

O KA, Ba EMEARUKF RN, WRAES>TEHNF AR, .
FREROARCLA LR AR FAARXARD LR, FaE s E Ry B X,

ERBEERERERARGIL, MATHEDEA . BRER UK LER R E K EDH
KEAR, BEATHREFRFHARKREEN AN T HEEZ S kA, MATEDFHEL

miE,

P
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BERTWIELSS (2024-2025)

3.6 EXERHEMHE: WEDFIZH

(1) R

& Y At BRI R B A R g LA T ) EZ A, WP B RIS TS
PG e i R DA 12 (WHO) BBk + RKIE T R 22—, IR AakE K14 Yo
{35 14 i BAER (R ) | 16 M IAE . 19 i ERL . 20 22 MR 755
K20 24K, B WHO IAER “EFR MR L AL TSR | 46 SARS (2002 4F) |
HR HINT JiEk (2000 4F ) | SRERDRE (2013 4F) | ZERKH (2015 4F ) | HiRl bk
WEE (2019 4F) | M (2022 4F) 4%,

HREGI R ARG TG, BN TR AR . AAYRPi TR E R
BRI 207 00E . PR R E MR RS IR A D IR 5 . 2020 4F, 3K
el T = R e L L B I g e Rk ) PR R A O 2%

(2) EX

PR A bR AR B — R, R (SRR, AR B A A
R RS e, AT LA IR A MR D BRI ) RAEMIIRSIE, RESE AL A
i BRI =N, SUEMASGE RS W WAL YRR SO . IFA .
LR L e METERE (ERBEPPAE PRy “Beit” RO BOMIEE 55 N\ 031 R e N ARATE,
RE AR, .

ES WP HE, ERMOBCR oW, IR SURE =2 Y2
RPEFZWT . TSR h TR TR T LRI RRAEA A ., fRgeis i
Tok IR LGRS WG oK, ERBERL, TR sl (T2l ) slid 1A
WYy A B E R s e AR, LB B REAL SRR AT, I ARAE R AL B
R A ROR B R LA A

(3) FHAR

TR, HEPWIRRCES R T2 W E BRI T2 8. Bk, M
ALY DNA (R EAZHZIR ) 5 RNA (BRI ) 2 R B0 IR A 4 A e R RIS
iAW, W2 AR (R4 DNA 1 RNA PIFR)
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E=Fp NEAH=

B 52: ZEBENKRERSE

Ao

N\

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.

& B 3RiIR / https://asm.org

5 B TR0 A A T 458 DL T 43 18 T B R FL 4 S92 9% PCR (qPCR) | BUF PCR
(dPCR) . 2P 1 . Sy (NGS AT IFHA ) . BIEHSEI ( Point—of-Care
Testing, POCT ) %,

BRI I REASR R AU LIPIGE | RIPIRE | 1L RIS A R AL A T
FORAE, T DU M IRA RS T AR T of DNA SRIBCFIAG , FRZ AT NS
HIAZIR . e i PCR 9738 AR AR W05 B3 AT , A A N 2 A5 A7 7 A2 i R S R P AR
WAL, IS AREASZBHNE , TR A . 2020 AFAZRASIN FHAEAE i e s 25 A ) 45
PRUE” o AAXTTTE , HUSALINEE T POCT SR PGH S N AR i, A [, (ER A
BRI A ARG ) D FEARG o

N T EREE ARG, — B 2SI 2R G ARG R R B AR 65

B 53: ZEBENKEMBEATE

BB EAR T A
B EENFFE HIR I AR 20 By 2 ML R
Bt LT & B3I KRR BTN . BRI WA AN &%
BRI BT & 3t qPCR. dPCR Il F BUTRARAT M, KRR T 5K

EERREANF G MEBRBEHATILE ., HEMMA R IR E T CERELR

FEEFRER/ ERE

P
FRARERE s BEEE www.geneclub.net.cn [113]




BERTWIELSS (2024-2025)

FERHNEE A T, PCRFH TP i OB R A ( iy ), A48 22 LR ALY (mNGS )
A S AL Y (INGS ) S50 B AR A JiL i) A RS 8 R AEE R OVERT, JFE A
SN T AT P R A R T i 2 R ok k) Iz N, LA T 24 e 7 ) BRI .
i SRR A DA S AR B P D A ) ARSI 4, RAR AL NI AT . 2023 4F, rhARER 225k
B R 2 A3 S L AUR AT (38 k7 5 DR 20 D0 B ARG D T A 2 2 P e DA g FH R Ak e 2
WY, ChREYYs ) 24Tk Rl PR AR LE S B T i W b i R & R 3R
LRI T mNGS FNGS TE55 JE A s o T 4 8 FH o

FETNGS [ IR , T2 AR A AR BELINT SRy A3 -0y Hep
PRETH AR S B RO AR & A E EHOR R ER, X LT PCR FILE 4452 /Y 10 B 4%,
AR 1000 FiE 2, 7r R EUE AR A BRI (SRR UG A PCR 9
WERRRRCR) |, WrT LI B AR A ). 2022 AR DUJR AR B A el PR oy e
JI%E - At (Svante Padbo) eIk T TE I 2t i AR B HATIR B AR R K 4 1y iy A2
BEPH A R

BEsh, RIS POCT MREAZIRY 3 | So e RN sl Al A e SR BN 4 A= W
TERAERE (BEEE ) | PR (10-20 2380 ) | BAERSAM AZL RS, EHT
i PRI A RIS . B8 ICU AR SRE | 4 DXCAE I IE IR e [ 00 B 4 g i A
R, I Y BRI R OB RAR i R B AR SR

(4) Falk

2020-2022 4, BRAGIHA T A7EATREEIBE , Wk BRI A F LI
AP LB | RENSIT LT — IR . A R AW 34 2 A (2020
(I S341ALTE) | MY (2020 476312 ) | SIREE:  MALIT, TR,
IR | T 2T W A SIS,

J3—I7 I, W AR E 5 ok 8 a2 B H AT HAb Y 5, BBl a i ng s R
ARG i PR AL A, R R A AR R 19152 BRI i 5 Bkl o

WRIGATFRSCE, TE5 T BRI BAE , RRRASIN Y EARZ D NS =5 S e i
FIRBIASLERRE . B DB A S0 % . [, SR B R ORI R, (E=
M TR AT BB A k= Ll A, AR —Bemb i), BB AR A F R AL S
Biifa R BRI, A AR TR SR BHFSEAURT IBOR | PR LA .

\/W 14\\ HAE www.geneclub.net.cn  MRARE RN




E=HH MAHE

E S A e sy sy e R YL [N Dl | A e I = B 3 R < 2 | et N SV e = I
PSRRI R GE —RBLLL B POCT ZRGEEACHE BT Herh A s Ak ise a8 i ARz i 22 B Tl 3 G
H 2023 4F Ak, Blan U . SR T AE A, 2022 4 7 A, DA RbeE 4
TR AR AL A AL TURE I 5E B TT AR R s 2024 4F 4 F, i ARk A shik
BB AR T TR P AT AW 8 A 45 Pre—A++ B RINYT , 7E—4EINGELLSE N T =4 RlE .,

[El N mNGS FNNGS Sk HR WU AL TR RO L [ | B Rb PRy AN U By AR BR 7
TRAY) . BIrES. Hb, 2024 4F, ROREENRAT D+ SRBUCT AR MRS, AAEY)
AT C+ FERULITTNIR T

FEAG YR R AE Y P2 W =l Al b, EESOGHEJE :

ONEKEE, NAXTAELAET, AH T ALERNERENELR, AT ENL
WA E; BEABRRTATER EHREET, BN LHFRE S LR ER ARG H L
FEMER, XFET NGS WHED T~ &EN, KN XHR SR R o b
WA, Hesom A MR EF Kk ME POCT & K EE B MG RN~ &K,

ONHRET, FRHNEHLAEREEE X ERBN ., 278, AP RFH—1K
W, THREZALBMNILHENER; WL LEFERELN, BRAMEEHNEFXY,
REMERGWUF RS, FERUMSETWAERESERAFHEKE, LBy
R T I B T, REE R 0 T BT W AL T 8 300 LT AR T

ONBEAREW, Bt EBNAEENERNNFEFEED 35 F0H, AMAEERK A
FT, EV At POCT AL . P &AL X3 K ; mNGS #1 (INGS % 7 # 7 i IVD A
B, ¥ RAFE RN MLAMEFT R HKRLMNFURE L HFXMFEA (Flmk
BEMMNFHANESE) EREARLLEEFHREFRTHERBER,

BF e AR ) 58 T AR AR BRI PR AL 36 v A 1Y 2023 4 4 [ MG AE 4 of DNA 5 5k
PRI 2 e 3 ) 2 ) O DA UG S 25 SR 4 ) AHOCMR R

Oz L EHL 46 K, ARWIMI2 R, BHFERSSK (54AEY¥. HhaH
HEAE), BIE¥REELEE (ICL) 44 X,

O i) MK ES R, ML, WA, IH. RiE

O T VHNFEFE: AHE (MGI) . F%4 (lllumina) . 3 44 (Gene
Mind ) . £ EJ7 (Salus Pro) %4> W 4R A0 7 L% %, KAR (TianGen) . #L7& ( Qiagen)
PLRCEE#E (Vazyme ) %42 DNA B &

—
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BERTWIELSS (2024-2025)

54: 2023 F££[E M iKHEY mMNGS EBRIFELEERNFEFSIT

HESER LWEHAE HEFER LREWE

1. ERRREL TR 9. NEFFFISIERE #

HEh L3R 41 Human GRCh38/hg38 118
T THIR 89 NCBI nt 45
2. DNA HEURF &85 YH-2.0 24
Bt 28 Human GRCh37/hg19 19
82373 102 T2T-CHM13 9
I DNARDERE Other/custom 34
Bt 102 10. HX WS RIS 4
Tiangen 12 BWA 87
Qiagen 6 Kraken 2 58
Vazyme 5 Bowtie 2 15
Others 5 NCBI BLAST
4. MFEFE Snap-aligner 2
MGI 81 Other/custom

illumina 42 11. TS P 5 M
Gene Mind 3 NCBI RefSeq database 100
Ton Torrent 2 Genome Taxonomy Database 92
Salus 2 FDA-ARGOS 86
5. R RN NCBI GenBank database 81
i 125 NCBI nt database 63
& 5 Eupathdb 29
6. MAFkK DDBJ 29
50 bp 105 FDA Reference Viral Database 23
75 bp 18 NCBI nr database 8
100 bp 3 NCBI Assembly 8
150 bp 3 World Data Center for Microorganisms 8
40 bp 1 Integrated Microbial Genome 5
7. SRRk Other/custom 48
fastp 93 12, (EFEMAER R

PRINSEQ-lite 30 iz 64
trimmatic 2 & 66
cutadapt 2 13. SEHPAKERE

Other/custom 5 = 104
8. HEXF ABFRIKAE # & 26
Bowtie2 61 14. A

BWA 32 7 95
Kraken 2 12 & 35
Snap-aligner 2 15, B AR [

BBMap 1 ~12h 11
STAR 1 12~24h 113
Other/custom 33 24h~ 6

FEFRE/ ERDERRZR MRG0
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E=Fp NEAH=

3.6 EMSHEM : IR DNA

(1) R

Bl AR A LA R ASTE S CRUHBARL . Bt SRS ) Is2m, REREY ZFEE
IAESZ B ERPE . A RS2 (WWF ) 2020 4R AR (HBERZE My 13RS ) TR,
F 1970 4ELIK, REREFAE SRR P2 R IR T 68%; WG EIAEY 22 (CBD)
HAUE 2020 4E R AIRGAEH, URTPIF K 4502 [ SR T 5K L3011 1000 5L L5 A E
HORL SCEH BN VR4 22 51 2 (TOC—UNESCO ) 2023 4E R AR TR, Wil 7 A28
A AR 30% (LB, FEOEFERRESE I (pH E FFET 0.1 54y ) , W Fmiit
£ 2100 4F2ZH7 EFH0.26 ) 0.77 K, WHHFEREE [ 20 9 LR B HAEFHE T 29 0.1°C,

B 55: AOK GDP & ZHEAENBIIMEREFEREN (1995-2020 ) , ZEIFRTREKEMEEL,
AERTALEIZIT

Total impacts Material-resource related
240 2.40
220 2.20
= 200 2.00
I U
® 180 e 180
o P st
o 160 — # 1.60
2 140 1.40
=
2 120 120
1.00 1.00
0.80 0.80
1995 2000 2005 2010 2015 2020 1995 2000 2005 2010 2015 2020
— Population GDP —— Climate impacts — Biodiversity loss (land)
— Biodiversity loss (eutrophication) —— Water stress —— PM health impacts —— Workforce

{EB83kiIE / Bx&E { Global Resources Outlook 2024 )

BRAS ETAE S A ZRETER Y. 1964 ALK, EIFR A SRS (TUCN)
BT 2R Z S B (GBIF ) 48U, %A TUCN L 45 5% (IUCN Red List of
Threatened Species ) , BUAPFAL )R K 26 KUK ) F 2 T H . 1992 48, FEECA E M 5 &
JER 2R, 150 MEREE T (EWEZFEAZ))  (Convention on Biological Diversity,
CBD) ; 2021 4, (AEMZHEAY) £+ RGN KEERWEIF, SUCE_HE%
E (B - AR RERAEY ZREMRESL ) |, e B 2030 4EORA 27D 30% 1Y BRE b A
TR X3 bR o

MARETE s ERE www.geneclub.net.cn \/1 1 7\\




BERTWIELSS (2024-2025)

(2) X

ASIETIRI A 2= AAT CRITIREUKAESE AR R4 (A7) ) e
VIR AR A R SRR AT AR IR R o RN, BETARGOE AR LR Y
AAAERRHEAXE . RS HIMESF R)EE, TGk e SR E M Z R ORAP YRR . il ZE R
TN A ZAEE, ST A RBAAGHEPP A R ANE A, Wit s B E
FEPEVEAE RIS P B A A . AR, ST (] 4R 273 Sy =S5 Tl -

B 56: ERKRANBEY S

R F BAR
W FEMBEANG SN, XHFE HAEFRIE . # DNA
AR W EEMESHE, EWNSRIBHNE FR3% DNA (eDNA)
KRB TR KR A HEE, EHEE. REN
BEKRER/ EERE
(3) BH

F 2004 A B RATH, EEEAREGHEH T AW 2R (FRZ AR
[4H, Conservation genomics ) o 2007 4ELIK, BE#E =i sl 7 CREGIE NGS ) BRI,
it 3300 ZFPIRP AR AAZ LI (ARZE 2022 4F ) o WyRh LD 48— thE i Ak 4
5 RN T R B PR 84 SR I T ARATE R M B ] /AR s Sy — TR A AR
VE 025 DX SN A5 STk ) PR 2008 AR LUK, R85 DNA (eDNA ) B A HDI DAl AR 2401
SRR BEAEC R, WIS YRR AAZ RO BRI KL Rl SETFA i B 3k A
SR 52 UM B S M Fh e K A AT, AR 201 AETFIRTTE, BRTA IR ER
FREMSE, e uBENEER.
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F=En NAHR

B 57: ETERKRARHITEY SN ARG

5z Fi @ 24
. e BT 4 - b1 (Svante Padbo ) T 1997 4 & B R AE A A By & ALK
ZﬁigﬁﬁWﬁ DNA, 2009 4 47 % I I Fl I\ A7 2. ¢ (665 A W0 35 B 40T 38, M6
. B 2022 FHNREBERESE,
A 5
I 7 N ‘i% /% o _ N
R EMERE/RE yurmwmlass, SHRELREELHE.
AR
AT A AL A BRI R
\ L REXEEERA SN 1A SO R TR EE
wmsnp T OORRATEE g wrat, RATHAN IALERELE.
el o I3
iiENA'Mi Ficetola % % Fl eDNA I 91l o 95 b \ {2 4y 3£ ] 4k,
AN <
EHER % E UK BioBank, 7 73 F  (Future Seeds), %I H X% K
Bl ., EEEAANHTHEEL,
A AAGEAE SYAANALEEBEET LT —AHENAEREK, 4 EBF
fa BAEANGR S, ARG,
EHERE .
wAE  BREMERCR MR HARSH AN T EER. REASLE
RAERAMMY o L
HmERBRM RS o
fEE SRR EEE
(4) PR

X H ESE AR IREE DNA (eDNA ) FiAR,

FREE DNA (eDNA) 8092 MRS (KR, 3, 2854 ) REN DNA BEA, H
HiXt kA4 eDNA BFSE RN AT 72 o it DNA 22 ST PAG SR AR ek, il
HEBANR (HIGINEYIF AR . BRBES) .

5T DNA (eDNA ) 2P TN s/ MR (BIAngs | B2 . APl sh s )
PABCR B DR BP0 . W A . PRI IR S v RO 2SR
A H A UKIRIREEN B, i R EEREEMDURY, BRI AE R YA (A

P
MARETE s ERE www.geneclub.net.cn U 19\




HRETWIEES (2024-2025)

DNA ) FIRTYAE R A slidif 2 DNA (MK DNA ) |, 13 EDKAEAIN eDNA, SRIHEITH)
el A 1) 70T

58: 7k{& eDNA iR T~=E

SuRVET
ConTempeRART
BIoRIVERSITT
ASLESS FAST

BionivERGTY

InFeR ESTIMATE

PopaLATIoN Fisn

Goelices ABUNDRNEE  fuTs Nomows Toro wip
ebrA InTERRET G

{EB3kiE / DOI:10.1111/mec.16659

FHADEE IR DR IE RN, eDNA ARSI ELFERAE . BEDRRGIN . H5cHia o3 B R Aol A 152
PN 55

® cDNA X#: B THALK, eDNA XFEFE N FRFFEHTAEE, RLIRK
FEEH 2. BIF 7 MEHET AR, BBEXESE,

® cDNA EEAN: @4 qPCR ( £@ X F# ) , NGS, ddPCR, CRISPR/Cas %t 47
BERA, HPNGSHEAFH, BB ELN., 2 EEF KN eDNA, B EHAE
AMF (ERBENAR) MEEEBDREANFHHESL, ZEEADDINETHELD
AR MATIC I EEE K B, EW RRE W DNA KB, DL eDNA # & DNA K B #AT
P o

@ L T WEERMNEAE S C WM 55 B3 ESHATI Y, L& BHRF Y
ML, WHEMMMFEERL, PWHENEMf ST,

OB ML BAEEMRAREMEHFRNRIES, FATHK LA LB
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MARE; RETF;
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R BE FH B A M5 By ¢ 4 AT Respir. J. 59, 2022
X it S A FE TR R EIE, Bl E gk Stelzer et al., Sci.
Sl P 3

HDHETRA o Trans1. Med. 13, 2021
e HTREH, RMA., FEMEWA ., FREMNRKFE Nie, C et al, Cell Rep.

: T BB ELHH RSN R 38, 2022
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NAZERH—BRAIGIERAES NZS ST, P AREE, i =I5 PR R
PR A RE PN AGIN ,  PAFXATE | R AR, B XUBS: 45 42 7 Th sl — Ty T B9 41
BRI il o 5 e A DR ARG Fg DX, A SRR DR 217 il 8 A0 0 e R ) 9 435 T ] 7 2%
HEIE, TP N SRS A A R TR A TR AR DNA AR (DAMERCN £,
AL A i v AR S AR AR SR ), IR A ol R AT MDA I AL, ARSI AL o3 B i DR Kt S
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RS IR AL TR (ORI ) AR A Bl BIB9S B

MEARNEG T, DAFERA =N EYS R (Affymetrix 22 F) 5 ) | =il ol SNP
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FLIWEE . DR SR . HOO0 R S A . AN . IR Tk B 2% v R S (R AR, DA
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FREAEITY

23andMe [ B AL AL FE DTC 7= il 8 LA 29T & S5 . b DTC 7= i 5
B A AL RN B P2 S A BR o 23andMe M 2007 4EIE 028, 2022 4E LI 35 123
TUIELNACHT Lo 2023 AERGMFEAREL T3 80-100 1A, VR 1340 T N5 1EZ)
W R S5T7 1, BT 80% ) B /A A AR AT 25 40 i R ARG RS, 52
Zye . BZERL (GSK) | A MR ELENA G AR . RAE VRSN T o2 P e Jy T
EIFEAE, Hrb5 GSK GE&HN 3103570, 2021 4FIR I Lemonaid Health #i 7L 72 B2
JP R 55 . 23andMe B 2023 4F AR E RN 2.99 123570 (R K 10% ) , HoHP K
F 3124237 (AT RE 44% ) , 2024 WHAFERT =28 Rt it 4.58 123570, 1ETH G
FOA AR T 04 Ry T
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62: N AEEAFREH

23andMe Ancestry.com WEE (WeGene )
KABE 2007 & 2012 £ ( AncestryDNA) 2014 % 2015 4
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%I%Iﬁm%ﬁmmﬁu&@m\m%\Eﬁﬁﬁ\@%m@%ﬁﬁ,EE%%%%F
(R L2 O B A3 9%, (ELRT RS = T PH R LA S AN A SR DR = g5 [RIAs P oA 7=,
B A, SR e RE AR, s 8 I BRIFIRE SR . DI R
U ERMIEE A, ARIEATFGORE, 2022 4E A ARZE M BAS1 14 g8 i HE DR 73 BES R 460 ( 1089
Ti7t) 5 VASERREED | 07 SR AR AL SRR AL ( SE4E MR . B RE AT ) J#
TFRAR B SE . AR ANEEPI AN 55 2 1 Pk RS Y 55 I AR TR #E AT 375,
A FEDIAIN 2 7] (i) 4345 Embark, Wisdom Health, PetDx, Basepaws, CirclePaw,
el ey, RIS,

(4) FEAR
B A R A% DB AR A A 2 2 BRI . LR AT o

A AR AR SR A | ekl AL, EPdl, UL, Bemdl . RAA
FEr B A RN A, A~ R 1 Rl kARt

A AR DT TR, BT AR RN . O ROR E A,
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Muiti-omics repositories for precision medicine research

Consortium r:l::;: Status Sample size Omics assays Reference
The FANTOM 2000 Healthy Variable CAGE, RNA-Seq, RADICL- https://fantom.gsc.riken.jp/
Consortium Seq
ENCODE 2003 Healthy, Cancer Variable RNA-Seq, Chip-Seq, https://www.encodeproject.
DNase-Seq, eCLIP-Seq, org/
ChIA-PET, Hi-C, CAGE,
ScRNA-Seq, ATAC-Seq
Roadmap 2007 Healthy Variable RNA-Seq, ChIP-Seq, http://www.
Epigenomics DNase-Seq, methylation roadmapepigenomics.org/
1000 Genomes 2007 Healthy 1000 WGS, Targeted Exome https://www.
Project sequencing internationalgenome.org/
UK Biobank 2007 Various 500,000 Genotyping, WES, WGS https://www.ukbiobank.ac.
uk/
GTEx and eGTEX 2010 Healthy 948 WGS, WES, RNA-Seq, https://www.gtexportal.org/
home/
eQTLGen consortium 2018 Various 31,684 Whole genome, https://www.eqtlgen.org/
Transcriptomics
MoTrPAC 2019 Healthy Variable RNA-seq, ATAC-seq, https://www.motrpac.org/
Methyl-cap, RRBS, WGS,
Proteomics, Lipidomics and
Metabolomics
All of Us 2020 Healthy 1 million Surveys, wearables, https://www.
physical measurements, researchallofus.org/
EHR
COSMIC 2004 Cancer Variable Genomics, Epigenomics, https://cancer.sanger.ac.uk/
Transcriptomics cosmic
TCGA 2006 Cancer 20,000 Genomics, Epigenomics, https://portal.gdc.cancer.
Transcriptomics gov/
CPTAC 201 Cancer Variable Copy number variation, https://cptac-data-portal.
whole genome and whole georgetown.edu/
exome sequencing, DNA cptacPublic/
methylation, RNA-seq,
miRNAs, global proteome,
phosphoproteome,
acetylome and
ubiquitinome, and immune
subtyping
TARGET 2016 Pediatric cancers Variable Clinical, genomic, https://ocg.cancer.gov/
transcriptomic, and programs/target
epigenomic data
ADNI 2004 Alzheimer's disease Variable Clinical, genetic, magnetic https://adni.loni.usc.eduw/
patients, mild resonance imaging, and
cognitive impairment positron emission
subjects, and elderly tomography imaging
controls
CommonMind 2012 Schizophrenia, 1000 RNA and DNA sequencing, https://www.nimhgenetics.
bipolar disorder, and genotyping, epigenetics org/resources/
unaffected controls commenmind
PsychENCODE 2015 Neuropsychiatric Variable WGS, Transcriptomics https://psychencode.
disease synapse.org/
AMP-PD 2018 Alzheimer's disease, Variable Transcriptomics, https://amp-pd.org/about
type 2 diabetes, epigenomics, whole
rheumatoid arthritis, genome sequencing,
systemic lupus metabolomics, and
erythematosus and proteomics
Parkinson's disease
{5 B 5kiE / DOI: 10.1016/j.mcpro.2023.100561
—
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I 2207 A EAER, B 55 DT & JFORMIER 7T Roche, ONT, PacBio, Element, 10x
Genomics, bionano, Agilent, BioSkryb, Z#&5r#HF-15 DNAnexus, Google Cloud, Velsera,
SOPHiA Genetics | KIBFFEHII) UK BioBank, Wellcome Sanger Institute, Broad Institute 25,
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71 EREEHTERE (LB ) MEREFHER (THE)

/ Input signals Signal processing circuits Output signals \

/.‘I \ Output 2

Strength
|
CL
Strength

Time Time

Logic Analog Memory Oscillation
]anutAND gfl-e - ‘Bandpass . State [M]

a0 1
210000
= State [L] State [H]

\
\ Intput combinations Intput strength Time Time /

{58 3kiE / DOI:10.1038/s41467-023-44256-1

Output

Qutput
_—
—_—
Output

FRAEHTT R T AR A BN Nature Communication [ & A7 I ZEIAR , S0 JL PR 28 40 75
WA (logic ) . #4L (analog) . 1214 (memory ) AR5 (oscillation ) £k, Hip, &4
2R R B I AR ik S R 2R, i 07 A 17 RS ECEE S TR R B s
B BHUL SRR LA A R AL SR P EAR R 555 IR1C4 s n] IR E L
S AG 5 1I s B R CR S AE T S U5 31 55— RS IR L it mT LA™ A 5 2 B
[i] 45 SR AP AR AR i 455 o

FEREE TS DNA . RNA FIER 1 —ANJZ2 1. DNA JZ 1 9 5% R 45 R G 46 7 5
. S . BoRids DUBOR 5 45 RNA JZ W B DA RO FE R 1.
BEIFSE . %M. RNA 2508 M. nI4FE RNA #00 RE0%, A2 RS RS E &
EARECTE N & N B I T Y

SR ZEE RO BLRIAOCHE B AT A —, JFg il G . SRR E 2,
KA IE A LR B BN | P RFEPIZE SRR | P i LR A B AR IS5

(5) FAlk

AT LS 1A= 90 o A SR B8 A W i 18 R L Ak, 38207 il O AR 2 7
SURIE LA GG R B A, ORI T A AL TARBEEORL R E] ™4 . 2014
AELLK, BSEOR BRI U RECR IS, FRRlE e @ Tolk . ARAAAF 7 T A
AIEEAE ORI AR R O, MRS TBOR LA R A RO BOOGTE, 2023-2024 4R 23k
AWyt el U, LA A Al S A AR RS AR

P
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IR 200 8 ZRIE N AN wl L of B3R 5 LA ) 4ol i 328 o FTRRASE . v Zymergen
Amyris YE RPN DA AT HFEERI 26 ; Ginkgo Bioworks f& ML & Wi AE Y- G400 D138

AR E G A T e S U Z — 8 i R A A i — e 22 5

AT G

W Ry A nl A R R PR SERE I RRIE ( PHA ) PV ARAORRFT s SEBA A R A e A i

SEPUAE SRR AL

72: £WMFE (GREY ) BXRE 5]

EXWG#HRE

HETamfusmAiey Bz, MIT. $8 2021 4E# 3 SPAC E =R 2510 £ 7T,
Ginkgo 2008 4 MERFEE, X KE RER AT 150 12 %005 2023 48 5 #35
Bioworks T Foundry #n A1 3311 E Ty RNA 254 &K #.,
KA B
THEEFREN BRER(ESE 2021 EAE g ik 7 LT R FER A 5L E
Zymergen 20134 A ERAYH TG, WAHA K 37 1¢%ET0; 2022 £ 0L 3
JE Hyaline 12,3 T4 Ginkgo Y& ¥ .
FEE. B L Hedn | wigER ., 2003 KR - ERkEHEA S 4200
Amyris 2003 & . PIREA  REres FETCH B 2010 4 L, fEE 6.51C
Y %1 (Biossance £70; 2023 4k A AL AU M v b B
i ) B, HIFH AT
K- TH M3, #E 3P.com 2020 £ EHHFFE K 55.61 n; 2023
(), L4k NE% EEWK 2114 1270, %A 3.67 12705
YLEAEM 20004 K- (Ek), 352 5 66 12703 NAB T B 4 0 1B R
% B R, IRIG = 5 oh A A 3 ROBE AR R B0 K
FRW; 2024 £ £ FERETF AT,
ey FREEERE RIFE, Mk /R TR IS B A7 g% PHA &= W k3R
mﬁ}:j@ 2016 4 (PHA) BAZE, WER HEMDMT; BAEFER K mE T
& W & FEL A A FEA R
2 A A g, B, 2021 FREL LG CR 24T,
%, BREE 8 VE 25 4 MNC—168 5 18 2 iy 7 45
DUR B350 B FEER A 240 I RAFF 5% o
HRRBRE LY  BREHE. EE 2019 4 b % 23.69 1270 ; 2023 £
wmasy 00004 PEMEM, KB ERMER. K LERE0.76 LT, #AIHE 593 LT
A WER, FEA HEHHE 2024 KRB R EH 3 F m? iy
A% EATFE,
FEENRE/ ERE
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XA R R A AR AT, R O

O KEM, KETI., KARKL., Ty xE LR Bhais; ERakwi
HRRERE LY Z 2N EALF;

O R, [EAFA RS, AR R UR U A

OHAEW, AMERHARENT, R CITFEENARAEMET; GREH
H & AU E b ; RNA 254 B CGT U B ZE B A P & B 7= e (b R b B A 4 ) B9
B,
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4.1 THEs

R BA L —PEREAL R I B IR . TR BRI ™ I p RO
KRR TSR, TR bR iCsuR R RR A . T HRHZ DR IES:
BRI . IR . R AR B2

i B Y BT 2 T2 W R (TAT) | AR R R G CHVERT. fln, BAY
PR HERE ST Taq DNA SR Al LAZe RGN IS 18] 5 g 4l B2 f) e 5 AR B, (H— i
PEREE LS W HEALACR A DNA RG] LITE H bR DNA MR EERURIT AT A8 1, Skedies
RIE G

@R, TR DNA RGN, W 5h . VIR . B0 . e . i,
CRISPR-Cas HHY Cas H FH HVE IR BT VI . HO2 i 28, THBGRE RIREEM TR,
(1A IEF R G AT AR B A B T cPAS Iy ORI o H F T I ORI — e 35 B fIRXE LA B i
ANGEa R T AR, FETER E 50 il A I BOR B Y i T

T HBFRIMT A AR B, — Bl et - M - Mk - 52207 A TR AR
FIERBRL . FeT H AR RERI ST AU RARBE AN BIAE D, FEAT LN e RE ANk DL K P51 58
A5, SR HREAE M DI RERE Y | (RSNE A FIA T IESS o

SE A e TR HIROR Z —,  F2 A6 5 R 54 PR S ey el O, X i
TR H R R RER A BRI TA 2 — o B [ FE AL A STRRE N I 3RAS 2018 4R DR
s 4
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73: TEMNERRTEZIRSEERERAE T
ERREEZL

2% PR AEPCREBFAMNRE, FEAFRWELEK RAMK, BIEFE; #OUFHEH
DNA R4l MBS 7 i ME AR DNARBEEA R & W E Rt BIEAR, REMBS
HAEA  ESNETERIRE DNA B E 4 BREL; FHE RIS R 5 Lo

HEGmE AR ERELANINRER#ATEENEL WRmE; XRERE

BB EiHE
%%ﬁkﬁ "fuf*‘ﬂ \ 26 2 2 o BL SE A % N h=n
Ak HF Kb 5 it B A kot b g i B R LR BEE, EAL5Y; RAREVER
i’l‘ﬁméﬁﬁ oo, — Sl e 21 2 e S P (524 2
it F AL 25 2 2] FM = 2 22 A R o i WA LR fFE A, FERXEINEEE
EEXRE/ ERE

HARERNER T A5 [IZH (Roche Diagnostics ) . LEES (Agilent ) | FH
K ( Thermo Fisher Scientific ) . gL ( QIAGEN ) | IK#THRl ( WatchMaker ) | iMERE |
FEMAY . HEoMtae . BEEAYSE ., DU AR E PN T HEA SCH LA A S A TR S 91 .

B 74: BN TEBRRAREN

s 2023 E£E 2023 F£ 5 FiE
] (1Z5%) (fz5%)
i A 2012 £ Ep 12.85 -0.71 71% (2023 4£)
BEhE 2007 &£ ) 1.71 -0.84 65% (2023 42 )
EM A 2001 4 R 27.02 (2022 £ ) 9.18 (2022 4 ) 86% (2022 4 )

B4 2014 F L& 2.01 (2022 4 H1) 0.32 (2022 % H1) 77% (2022 4 H1)

E: AP HI AR REF

BERKR/ AFEH, HE/ EEE
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BEETEZ ] RIIEA, YHTE N TR E 2y W A e g, IR SR R T
P31 [ Fsf X6 7 i JB 2 R 7 Al B A i SR s el . IS ) T 37 s A7 B, 3R Al
M 2022 4EE AT RESNTTY, IR G UAE AR ] s IWEORFAEE, CRISPR P2
ARG AR g T e . WA ACERIER CRISPR PREIZET R ML
£5 4135 Sherlock Bioscience, Proof diagnostic, I #&#4E4 (HOLMESY2 &4t ) , Mammoth
Biosciences ( DETECTR 12 &% ) , NEAEY (NuRapid 2 FRIFE A5 ) 45,

A, FETHRMOUR, BOE:

O® \FUKEEW, BV CRISPR thif B = & WAL e s RVEN, H—F T EN
Sh T BB A 7R & 4l B AL

ONTEW, KRARETOHEE LA HE W KHHAM, 5+ TuHTARE
&, WD BT BN

O NBAREW, "I T LUK EF T LM, ks ik EMAEX T AR
PR BT S e it AL B i R m B SR BOR, 4R 78 POCT R 4t iy 4% 7 &
AR
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4.2 BHRAF = EHF

PN AL 4 A2 [ 2 2E A B R A X o AR b, A A~ e B AR 7K
SRR IR A T AN 5 112 (] 20 27 SR 7R AR B Al s Tl {5 S A T ARG R A 55
LHAAA5 B o X PRI AR fe ] LA S 2 1 S BRRD AR, 828 5 38 A A S Rl A Ry
WA DNA bRk SR IEARL S ) . URGEHMTHYE R

A M2 22 MR 445 L Drop-seq AR M3 TR FE W 28 AR (RERA
7] 10x Genomics ) , A Microwell-seq. Smart—seq FACF M EE THALIR B A (FRFEL
] BD Biosciences ) o

A2 EAR B A& =2 —J52 10x Genomics 24 A Y Visium V-5 ik,
M RAR SRR TENELE 7 b, MEARHSBCETE S b, i 5L RNA 855,
T RAF AR E R 5 RIS T BRI T H R (40 Parse Biosciences ) , i
I B A AR I SO, TR AERERR B PR B A b, A I R Y Ak Aok
PAFEFE R 28 = 2SRRI AW i 25 22 Stereo—seq £, K¢ i 38 =000 4B K
AT AR bR B R AR TR

B 75: BAMNFRALRXEEZE

. (B)Cost

(A) Cell number

Number of cells
N s O
x x X
a8 5

mmmmmmmm
ooooooooo
NNNNNNNNNN

Single cell RNA

(D) History of technology

{5 23kiE / PMID: 35352511
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PN AR AR, i B R E RNA B DNA FE8Ef 7 i s oA, ki
IR S, UM R A 4SS R RLIRAS, IAnTE R B AR 2 rh S e A, $8oR
TR TP 58 R R 5 2 7 ) 200 L S JB e LA % e 20 e ] P 3 TR 286 552, PR 92 20 L A e
JREABIGRAS T TR, LA SAR) 8 40 i ) 54208 TH P90 285 s MG 180 1 15 5 S AR VR 45
FAIE AR IR M 2009 4E 10x Genomics ) Chromim F-HE P44, FAREAS BOAZ 015 bR
SEANML G L AR AR R . BRI . HEBON R IE A

B 76: ARIZ=EAFHEARRERLE

a Image-based (FISH) Microarray-based Microfluids-based LCM-based

(SMI, seqFIS He) (spatial transcriptomics) (DBiT-seq) (Geo-seq)
$E Barcodes B1-B50 -
R s oy A e
p -
HHPW}WMH X g AL
[~Probe Tissue is placed on Whole-embryo tissue §
* r K barcoded glass slide Section ong ssxs/xie g
Fluarophare t
| Paly(T) [
. - Ul /
| —Spatial barcode POMS slab
Amplification
and sequencing
handle Fipet DNA-barcode
solutions to inlets
Benefits: High capture efficiency. subcellular High spatial resolution, little Co-mapping capabilty, high Preservation of tissue morphology,
resolution specialized equipment, unbiased resolution, high genes/pixel quick, high resolution
Limitations: Readout limited to targeted genes, Low capture efficiency. low resolution Mear single-cell resolution, tissue Costly, sample quality is a
marker gene count, transcript length ~ compared to FISH size is limited limitation

{E B 5kiE / PMID: 37280296

AR, AAS A S BRI, DAL 2 [R1HES R AR i A ik
WFRINEE . RITEH W E A M AR % 9 SR A IR ARAR I 2 B2 9 mRNA, SR
JE AT SR, ARAFAEAN AT 1 S5 PR k05 B DL AN e 1 2L rp iy 23 [l 8 {5
Ko 25 [V SR 2l FU R R 2N T TIPS MR OaAsE . MR R GE0 . IRJIG & B SRR 5T i,
FOALHEFEI 2018 4F 10x Genomics 1 Visium V-5 IF i o BORVHAG 2% OF8 1R 2 25 (8] 43 HF
K. mRNA liARECR . HEWIR I TP HUESE . 75— R UERBORIE 2021 4R4¢
KISz B 25 L 24 AR Stereo—seq, i DNA 49KER (DNB) W5 5 RIS RNA Jifigk, 52
B 500nm Tt 2 A9 V. 240 2% 73 e A 0 HOR AR ST A2 27 0B o X R BOR BE S S (A i Al 25
[y FER, fEWFTEN GRS 7 SR N A 4L SURI AR L Y S P BB, Stereo—seq 4
ARG ORI 25 0 B . BRIV | ShAEERRE ST . X LEHOR A A S A
FOACRIHT, HESh T 28 A A AR PR W v S T2 O R o
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77: BI=AFZOEAR Stereo-seq HARRIEREE

o DNB patterned chip e CID sequencing 0 Stereo-seq capture chip

500 /715 nm

In situ mMRNA capture Library construction Spatially resolved
(4] zt ptu @ (6 ) transcriptomic profiling

& sequencing

v L J
i |
Chip N ‘ =
CcDNA & =

{5 B 3kiE / DOL: 10.1016/.cell.2022.04.003

B 78: BEMMAFMEEAFZRARRE=LFEET

=EEZF

( A== EERAHRB] )
AB BB ERE T HRY R L g g B R RS B A

AR R A, HA KT mRNA
k.OMF . EPEE A

TR AL 2 RNA By 2 8] %6 52 41 S
A (PMID: 27365449)

BSFR L E. XEME, GEENF. £9E 807

BORRB MR E mRNA 2 B 7 7 % (PMID: 19349980 )

Chromium Controller, Rhapsody, Cl, Tapestri, Stereo—seq,Visium HD, Xenium,
DNBelab C %7l GeoMx, CODEX

10x Genomics, BD, Fluidigm, Mission Bio,Namocell 4k, 10x Genomics, Nanostring,
&MY (Bio—Techne) , E£ £ 4, BEAEIL, #H#&T, £ Akoya (PerkinElmer), = FH# 4 4,
ERER, FEAY, FTEY, LAEES ] A 4 &

RE &

FEERER/ ERE

A AR T, SR L 25 2SR 2R R T 42 i B, A B aE
TR SR 58 SO AR T T & A AR A . X A4l rp o [ O AR5 0 K
CZR 3 T 2ERFEEEL BRI, DT LA RN . 15 AT 2009 78
Nature Methods 2435 % & T &/ AN R B mRNA BENF % Wi be T 2012 445
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Science A2 b & RIFQIPER ALY I HOR MALBAC; 5KFERBE T 2021 4£7E Science
Fe s B R A BRI ML K- T2 A AE T AR RS s IRDIAE R A an Rk # B e e T 2021 48 & A IF.
YRS HER (500nm ) FHDRAEF (AT3AF] 13 em x 13 em ) #4812 [5G S F 47
A Stereo—seq (254 A ) o

AT L, R A A A 414003, Fluidigm . 10x Genomics. BD BioSciences
SEEAMI N RS IR B AL, R AT AR G IFAWREN, SO P iE I & 4605
Ho HA BN AN H]FJE 10x Genomics MU ARFEILAE I 5 th, 2015 4%, Mk K%
#(#% David Weitz (TR UIREIE N2 — ) Fl Steven A McCarroll %75 Cell 2435 &
1 T 10 ) 2 PR AN ARG ER BEA T R 1Y Drop—Seq £ AR ( PMID: 26000488 ) . )5, 10x
Genomics 2 “AEIE T IAS ARMEL ChromimTM BAARAEA T RS ; 2016 4F, Fil B 80 T 2%
B () Joakim Lundeberg 1A % 3¢ T 85— S F IR 3K RNA (a8 A1 5E bl 2a R, $2
T ES [ SR A RIS (PMID: 27365449 ) . 10x Genomics 23] T 2018 4R T 47 A
T 2019 4E KA T Vistum 25 (M SRV 60 fERT2s SR 1a, FREEA RSB
TN R A A B S BEAE 2021 45 K A7 W JHEOR G5 BRI 25 424 R Stereo—seq i,
T 2022 AFHRG R H MRS QI RE . AR 16 AN EZE 80 A RHFE AT I
ZS2FHE (STOC) FFAE Cell B M KA T B E AR Avid 25 3, [l 4F 1E 2 H 4R R
BF2ts o B —ARAL . 2SR AL 534 . 25 (8] TCR/BCR & 4E . H&E+ #5k4] . mIF+ %
S MEZEASHMERTIR], RS kA A SRR RS . B s S i
25 AT Go Optical 45, JfF 2024 4F 6 KAt a8 412477 i i AT LS R T S 2045 4
AL 1, IR T 7 S ke

FERDIAL DT T, A0 L 2 R A ) 2l 2 B s AR IR 55 o 32, SEmb ik o i o 1
IR TOAS . RSTT S5iRYT . IR T . M RGBS A WL A5 S ) A
5% N BRI, EEATAMER SR . IEARBEZE . MRD &0, IR A
FIEEIAGI . 72T R4, 2014 4F, LA MALBAC 43 A0 BN M 3 B4 H5 AR FH T4l B AR
VAR R T 5 A1 A0 B RO TR 3 A S, TSR 191148 MALBAC A A Ay il 22
LR KA = R B A . 2022 47, = AR KA R4 05T e 4% T fof = AH W) & A4 )
KeyGene (BHAZAT]) , FEFHER A BRI 25 H2AFT A Stereo—seq, 0 TFSCBi s %
SE TERE )R SR A LA e SCREAE I e 3k R, I R B BRI APTIR E VED)
an Bl (AR O , BA R ARTERUE YN F T R b, Rl 2Rl (A
Pl WAER IR &5 ) R 2y (TEPRIERI AT . BUR 2T 2505 55 ) o lan,
SR AEYEE T A AR)Z TR RAE M T B, BRI 14 JTRRIIRERIRR, T T 2024 4E 7 H
S0 R M AR 3 44T C+ FemilvE
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E &R

4.3 BEEWNEARE” TS

LR EFE AT R ZEOR , T B AL S5 R U R A, e
LR S A A I S Bl o 5 TR DRI BOR AR I . PCR . ZEDRLE - / 3451

PLIFNL

A

(FISH ) LA BOG~A 3 AZRR PG | AR 3 55 o AN FIE AR A R i,

& AR 5, I AL . PCR/GPCR/APCR A% . FPR FrF I & . BS54 |
] P R TR I i S5 4 AR 25 2% B Rt 455 05 B 9 43 F POCT ( Point—of—Care Testing ) )&

ZAEHE PR A T H

79: AEIEEEMKRAR FEEZISLL

R

Mz AR

EEIR

ErFREl sl

e, RAMK; BEMK, A3t

FRERC. FAMERE. BREERE.

Sanger MF o ik A % 2 B
BEE. HAWEES, BRE  EASE. HEH. ERC.
7 NGS B, BUEDS; BKRH, Ak TELS. FAAY. E@i
g . KHER
L Kk, EERMELEL, £E  Packio. ONT. FHAH.
FATHE  pry mAw, #RERE 4 RAH
i UM, Wi, EHA KB BREEA. UA. B8
e B YRIE. ZFER
5 L B, WHE, RAS AEA4 RBC NA. RERET.
T K. AR ERE REAH . BB
e RE, BRSNS, AAR BEAd. ERC REEY.
%, BUEEAR SEAM. ALY
wiey  EESH BEE. BAMERERE, Rt SHh. ERC BEA. FED
iR 2 B o 71 T
zﬁﬁﬁ RAIME BB AERY, BELL ok S ETAM
EEEE §§§§% BABERKEL; TAAR Bionano
VRRE RN SERA; B EARARE A BEHA
wppy TATH Bk, WM. BASE; 43 WAZE BAER. KEEXE.
BYH b o R R R R E R SRR
)

P
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PR AT R, i LA B fee i FH SR G e S  (PCR) HOAR DL K de B JE Rip
SR B (FHBEAR, 5P AR A AT AT AL 5 B 5 S L R ) o

PCR H AR U R AEAARIMEA DNA &1, i 4 DNA KA FXTFREE DNA JF 9 TG |
BB NY G . PCR AR B —IUMS YHAR, MUEVER PCR. E =Y PCR & & 248Xt
AEHEY dPCR; PCR AL i s S v i B3R, RERAEY e A b B IR
) DNA i},

® 1984 5, YLA|- B A # (Kary Mullis ) 7 Cetus /5 T1E#118 5Z3, 7 PCR £ A, &
AR IR 1993 4R iy i DL AR %

® 1988 £, Randal Saiki & B A £ KA % #ATH (Taq) FIRIE| —Fr it & & DNA
R4 B—B1 J5 K %0 4 ¥ Taq DNA R A& B—— A% & 7 PCR ¥ #a %,

® 1996 F, Heid ¥ 1 ¥ X7 Taq Bty 5' B BEE W4 8 TRt B4
#% (FRET) J& ¥ i% it Tagman % #f——8F 5' sg AR e KoL M & KA, 3" smARib ik A m K&
B, #F Taq 8wy 5'-3' sy B vE M, £ PCR 2R A 5875 & 4 W EMHFBRIF4,
FERAEEAF NS, BHRKLESHE B DNA T A 2@ AR FR, X2
72 K7 F| B 52t 2 B PCR ( Real Time Quantitative PCR, RT-qPCR) . % [k th LightCycler &
QPCR YR EF 2 — EAMELBRANLE Y, QPCR BEZ G A =T &, UHE RHAE.
A, FHE. RehHrrmgEEREFEEZWRERNIER, BW % Z PCR%
TR A= B AW R, qPCR W& IR E Rl € R 75, 3T k&7 7 AR R B
FTROL2THN, FERBNFERRFRELATHRET I A EHMET FRIA,

® 1999 47, Kenneth Kinzler 5 Bert Vogelstein £ 4 1 # % PCR (dPCR) # K., X #f
AR BILHAT N PCR R LR R BB KBRS ET Y, FARMETH T A
EH—NHEN TS T (BER) , ATTERAEL FAFHERPCRY ., A HITH
MER L ST 0 BB, R DURE VT A SRR I LS, SEIL 4 3 R 18 AR 4 ar( Bio-Rad )
# QX200 Droplet Digital PCR # 4t & dPCR By X% /= # 2 —. #xf qPCR, dPCR KT
TRl o & B 5 BAF AR, XE PCR M| 7 e e B 58, 5 NGS A8, dPCR A M #H R & (4
11 0.001% ) DL R BR K AE AR, dPCR B9 5 IR 2 3 A B 2 7% 5 th A 0 #6  A7 IR EL
R 8 w75,

MF A BTk R S AR SRR R 22— M Sanger T (f5F% “—
AWF” ) | EE R (NGS,  “ZARF” ) B0 ¢ =R ) o,
ANEMRBRIN T H AR T AT, BEAEDLACUAFRI, 42 i 38 f AR

® 1971 4, Z# A K AG M (primer extension ) H A, kT DNA JF 7| 44

—
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B PTAT MR AL, X i A T Sanger M JF N E E — %, 41 T Kary Mullis # PCR F1 7% &
REFA, KFHTIEAHRE T EINRMEE,

©® 1977 &, & REst AW B R H Al |, Frederick Sanger % & ¥ 7 Sanger
WA AR Pk, i 523 DNA A% Roa it f2, 4% B sk Ligh )y 20
BUN FAEAR , H7E B 44 % — 2k Sanger M 7L, EA S B E, & DNA &4 &4 P
NP AN B (dANTP) A8 38 69 2 i A2 HF R (ANTP) , dNTP 7% L4712 By dANTP
Yiemk FE E AN R N K 6 B R 6 B9 DNA #% £ 4R 42| dINTP, DNA # & &t 4 1k
T9 AN SL B R o A R AR BB K AR T By dANTP, 38 3 U Fik W koo B A Tl K By
DNA F &, MR EWKEXE TA ENFERIEMLE, &ERELLETHILTF KA
& DNA #7751,

® 1986 4, Au/i|3E T # Leroy Hood & ¥ 7 M & 7% .k, #4F SBS il J7 & A & i
Baht, H#HE— 6 R & LE-FAR R KA B 20 7L ABI370A,

® 1998 &, ABI & & T JF K W9 % 40 & % IR W, vk 3% K, 72l AT 48 H 49 ABI Prism
310, 3100 EHLA vy 3 ah £, %47 ABI Prism 3700 £ 414 M 5L, LI 7 AAE A

® 2005 4, 454 Life Sciences /> 7 2 T &8k Bl J7 i, &L 4 4 & i3 B INTP &
DNA R & K R it B oy sk iR, F 4 1L Bl (T KR 9 %% L ik ATP, ATP M Ja K 50 K b &
Be KR, FAENESAREHE DNA JFF, FFERCTICHT Y/ HeFfnd ik, #EF

—xEmEEMNF (NGS) % % Genome Sequencer 20 System ( “GS20” ) (454 A& 5Ll 1.4

WETAEME KW ) . BeB N F, KAARPCR & UE,

® 2006 57, Solexa /A~ 7] 7 1 Genome Analyzer ( “GA” ) Ml 7 {L, & F 7 # £ 1k
e, AT 3 3 ] 2 MRS Ao & B4 523 R 3k 1 306 f?, DNA f BB H AT H &
AEAFE (B2 FRE ) £ E RS %M DNA K, #EAKE LN DNA
B ARZHIN, REERT A THFAE (2007 4, %E Ilumina 2 8] P 6 12 % 70 %
Solexa, ! Wi#i# SBS (Sequencing by Synthesis ) # A, 1t T ZHF B AN T4, fRiF
T 5 R4 MR SBS 3 A AR W BT EFH L) .

® 2007 5, Applied Biosystems # it ¥ £ Il /7 3% & 7 ABI SOLID % 4t, # 5 = 4 2
VL DNA % £ B UK DNA R &8, Af4 Mok ki WOk R % o0 & (2008 £, ABI /A 7]
5 Invitrogen & 3f % Life Technologies /» 7], Life Technologies T 2013 4F # Thermo Fisher
)

® 2010 4, Ion Torrent & A7 # Ion Personal Genome Machine (PGM ) | 7%, it
SR 7 RN A W R E R, WEsT Y, KRN, BEE —REE AN TR E
(2010 4, Ton Torrent YA 3.75 17 % Jt 3.4 Fn L = 2 # Life Technologies ¥4 ) .

—
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® 2015 4F, 4R AT 3 XA 48 1 B9 Bk & R 41 4 R & K (cPAS) ikt Y DNA 4
Kzt (DNB) , #ad L&MWy BKEHE N WEIRE, K4 DNBSEQ M F M A%,

® 5 SBS # 8 &, 2019 %, GenapSys % T # #i i K+ 2k (CMOS) %k, KA
GenapSys Sequencer; 2021 £, Singular Genomics A & 7 H T G4 Ml 7L

©® 2022 F RN T~ R EF 4. Blar, JLFE £ 4 (Element Bioscience ) /A 8 &
# 7 AVITI & X DNA Il 5 {; 2022 4F, Ultima Genomics - 200mm #y JF 7 X & i [ &
A UG 100™ T 705 F- 45 4 4 & A S100 T 7B (2024 45k 4t ) , RIEET R4 %
@ M JF L Salus Pro; Ultima Genomics & #7 UG 100 | )5 3L,

@i TN F A BN FHNMNEE EHEFIME, TFPCRY H (WD REF)
HE g3k, ¥/ %A I Helicos BioSciences T 2008 4 & # SMS # A&, 7 SBS #n
MR AANEE; PacBio WRORETERNK T (ZMW) , ENETHF %
BEWI LEE DNA # X dNTP, #4m#HH LB R R LA EHERBERE S, =
BT LM F (SMRT) , 2010 SF 4 H % — 75 kL 8y 0l J7 & 48 PacBio RS; Oxford
Nanopore Technologies ( ONT ) #y 47 KL J7, K AZ B @ 1L & M 20 K 3L (& & oAl ok o 20
K& k) AR B SRR T, T 2014 £ KA # — 20 F 1% 4 MinlON; 2021 4, 58k
FHECRAT T B A E & 49K 30 2 EIF L QNome-3841,

FIHiT 454 PFAX . SOLID &%t HeliScope SFMF V-G iR B T 5. FRIMTFHA K
JRELFE AT

@ 7 3 Ko 2 M| 5% (Tlumina 8991 5 LR 7] )

O I & 14T 4 AN 7k (UL DNBSEQ 4 A 4% 0 8y 48 A % 18 | 743 )

@ F 0 7 % (Ton Torrent % 7 15U )

@ B0 FROLM F ( LR 2 I AR N T A8 8 PacBio M 71X )

@ N FUKAMF (UG KILE BF ks 5 h 200 8 ONT, oA, £AFR)

@ = 3 4# K ( GenapSys, Singular, Element Bioscience, Ultima 2518 % | 5 4 )
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80: EEMFHEARKF&RNLEL

HENFRARFEEEE ©ozmu, 20249

| Solexamtz | ! :
i tuminapisz | LR
[ Sangerzim | ABRTHEREE T Mathies sl | ABIE S ABIES AL
| b FRFLPrism370A | B EHEMZ700 5100
1971 1983 1989 1996 1999 2002 2005 2007
1977 ‘ 1986 ‘ 1992 | 1998 ‘ 2000 | 2004 ‘ 2006 ’ 2008
------------------------------------------------------
ISR Kary Mullis % JHJett ABIRAFES | 454 | ABLRAG 454 ( Rochy ABIZSOLID
| ShmTesA L W g Sewan | fre il | e | 3730 ‘s Gash Roche 7565 FLX
| RoaghiBUiEREONs | Ceme L lonTomenter '
| DeamerE i AME | ogem e

ONT&#5PromethION
ERBERD
ONTA#Gridion X5 T
I

% n
Genomies BG4 S— it Tz o Thermo&lon S5/SSXL
enapsys!
DNBSEQ-T20x2 MGISEO-2000/200 HARTBGISEQ-500 s i
ONTE#5

qu
lluminaZAGHiseq X Five/ PacBio£75RS I Roche275GS FLX+ [N BT
Fore PacBio&#s lluminaA5 3000/4000, NextSeq550, | PacBiofet |
AXP100-RS PromethION 2(P2) PacBio Sequel II NovaSeq&5! MiSeq FGX lllumina#5Miseq Dx lluminaZifsMiseq IEEEVLY: 23

2024 2022 ‘ 2020 2018 2016 2014 2012 2010 ‘

2023 2011 2009
i llumina#s
00 GA I/Hiseq2000
n

1
| 2021 2019 2017 ‘ 2015 2013
LREERT AEIERDNBOEQ-GI9 Thermo&7s EAEERT lluminaZAEMiniSe lluminaGHiseq X Ten/ lluminas
—DRBSED, lon Torrent DNBSEQ-T7 - R Hiseq25(
liluminasNovaSeq X5 Ceneie =y
Eae ElementAAVITT | — RS Life Techiets Life Tech %75
SyclonesEQ) 7 Stratos# IS prommomemmeemooneas BGISEQ-1000/BGISEQ-100 lon Protor PGM/3500 D»

[ meewewmsio ; H i (MG ' i
Elementsis - Rocheli®y Thermots | SR (MGI) iz | =
AvITI 24 lon GeneStudio ONT&AEMInION | lor Life
Singular®fs CI R M- S5 Prime. S5 Plus - = i Techb®y
o acBioZ75Revi o i
R
PolyseqO

BEEFRER/ ERE

P HARTE T 25 50 AR P T g bR . R LR T AT 38 4F, A ZIK
BT FHAY 16 4F . A S50 LR AR BN FHTE 7, RIS S B B0 FHAT A # K
FREE . TEARR 2R ADME . RGBT AR S 5000 1, f R BN R 4 b
FHAN LT 5

TERR T, LA Numina FACERAY NGS 24 w38 i etk SBS B AN 1 I 75 A A Rl
FERRRAL I s LA 3 AR i) B =5 A, Sl AR e A B Al e AT
ZH ARG DL B TR, i — 25 It BE I TP AR ;. LA ONT., PacBio. S5}
E5 21K Sy N WS E AV DI 575 e i) A /A I i =521 11NN o 2 7 1 237 N e P G B D s v |
T

B T 5 9K BBHLMY, IE4E GenapSys, Singular, Element Bioscience 1 Ultima 258157
A RS R ARMPAL, FEMF Biht . MEAESL | RO 3R 55 R R B M )
BOR, s T HEAR RETES QiR B ) S AESAIE . Flan, Ulima SR
itk BB 200mm fif: b B SR B A s 0y R 1T, AN PR A B 0 JaE T, SEBE T 100 56
JCAFEKAI Y, BIZY 1 3650 /Gb, Ak, REBHE A w300 £, 8w fes 4 &
T SNV Al R
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BERTWIELSS (2024-2025)

AUV AR TS 8T DISCTE A, M B e A Q40 G, JR7EFE4l, #tdl. R
HEEA EEIME A S 22 LSRR SRR, B ) A T S SR I R I H o
DU & S8 sl 78 2024 FF R4 AEY) = HR R K2s (AGBT) |, IHlumina &
i XLEAP-SBS 12244 1 FH7E NextSeg 1000/2000 | 3-{di15 Q40 45 1l ol A, i 1iE 5
SomaLogic 5 YE T & T NGS 1 SomaScan 43 Jlf Illumina Protein Prep, TiIT7E 2025 4E4)]
RAT 11,500 HA A e AR IE B AR T80 3] StandardMPS 2.0, LASRUEE
90% FIEZALIRE] Q40 M P Bt ; HLAh, MbfITFE MGISEQ-2000RS £&fili I F-28 4k i FluoXpert
ZH2ESHL, ERUREYATITIRE AT UIRE, REASMORERAL D) i as R LAl
MGIEasy Olink SCEFRMEESE, 4 Olink® Explore HT 37 €5 1T 52 50 5L 18 w25 38 5 56 R
JFAX DNBSEQ-T7 1 38 1t 8 1 241 2% Mt 7 28 o Ultima E A HE ) ppmSeq fH27 523 Q60 i
FEEERRTE, DL UG100 I {SC7E SR 4 AN 2 B30 7 A9 S ;- Element Biosciences
[l AVITI24 V-4 57 [F) i S 80 0 42 2 M RNA FNER 1 6 15 K S 1Y B PEA ;- Singular
Genomics FEJFAS (I 3 3t b THCA G4AX R 28 (B AX, AR 4 4 SBS {hf[R] i
W FFPE 41210 B #: RNA WP ¥ dl# . AR 2AMDO0 HRE S iE:, 52
B GOK s PR Sl i, Ak, FRaAR - ZHrEHS (Jonathan Rothberg ) 7E 2024 4F 1
F & AR L TR P AL 7] 454.bio, EFFREAIEF A (LLM) #HRIFF % 99 £t
FHIFAL . % G2 Wi T 2024 4 5 A BEARTF LI FIAK /97 TR IT SBX L2 kLI,
BT 2025 4R %A

FETEARR A 8] SSRGS, 0O H A2 N U AT 58 A B QTR A i 2
—, IR . PP . TR SR SR AR BT

\/W 52\\ HAE www.geneclub.net.cn  MRARE RN




FMED HMERAREFFIEFES

[ 81: 2023 £l FF X8 X il I REFF 1F 5

il 23 B[]
SRBE W) R T B+ # / 2023 4% 3 A
E X ) C+ AT 2023 £ 3 A
TiExly EF A% HALT 2023 £ 5 A

TEAEY EXHTEF D # M 2.771%7m 20234 7 H

HAAY REFEINT C# ¥ AT 2023 4 8 A
FR— LHEHM B+#  #ALTT 20234 9 A
M EE THEERT A% 6000 7 TG 20234 9 A
FRRAE W4 AT C+ HALTG 20234 12 A
FHEET S AERIT A% AL T 2023 £ 12 A
HFEE IALETBT B+ R ANLT 2023412 A

b S/ R e

e 5% e & %4 o

HAL A 4] o

it 6.8 L%

E L5 G R

W SC B # Al oL

RS A

22 & FHCRAE 7T

A I 5 1 ] T

R+ 58 AR L

FERkE/ ERE

B 82: £EREBNFMABERERTH

SEEENRFMRA THEEHE
ANEEREBRIEE
$100,000,000 ABIAEE AR FNIRAY
I — - A
$10000000|  “N9enpm.. llumina AR & EEENGSTIFFY
$1,000,000 @ﬂ—r\%@
$100,000 JI/ Jiﬁ‘%A
g ISPRERS ARSI
HREEHREETWGES
$10,000
$1,000
$100

2001 2007

2015 2024

BEESRIR /NIH REFZHIEE, §E/ EER

—
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TEMEZ IR, T 2022 AR FPER LA BRI, Wi LML AP, BOR
AR e (S0 it AR A v o 5 F A O I T T M R B3, IR 2 A B B F
T L B ot e, tE—2D AT A% . SR S Em eSS o i b (R PR 2 RdGE , 2024
ST, AREURLORIIIR . Wi, B LB TR DI, AR, ARE, dtat. R
1004 () BN X, XX i 2 R o2 5 AL, HERE 3 ™ bl AT
HPEo B — LI I A9 5 PP AR 26 M SCEEZ OROR | HA F R PR IS A EL A 22
Fras o™, VRN E R A A B R A

—
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EOED HERARETHEFS
4.4 BERREZARHIREF

FER G PRI N g, PR S e A . BRI AE S K A TR I i Y
— PPN TR, BINE &R T 10 &X4EM CRISPR-Cas 758, H&ZWH KT 2020 4F
W URAAER . TEAE B2 B R, SRR R G IEFRYT IR D HAR it
HEENE G RN, BA TC% %, 2023 4F 12 H, FDA it#f 75 1> CRISPR/
Cas9 JEHGHRIT L Casgevy LT, FFIRITHRIRAIMLE (SCD) o SEHEgmHH AR AN
B EA YR A BRSO —, ERHA —2 MRS, Gl ik b T H i
A I 32 R G AR i N P kA B 4

83: =MERESIBR A ( ZFN/TALEN/CRISPR-Cas9 )

5'- -3
Homing endonuclease 3. 5

Zinc-finger
DNA-binding domain 5-ANN-3
@ GB@ 53
5 a
ZFN N
. T < QP
B 5-GNN-GNN-3'
TAL effector
Repeat variable DNA-binding domain TALEN
diresidues (RVDs)
NG T A
pncA  5° £
DHD:C &--llilliiliiiiiiiesy 5

BNH: G
uuuuu

{5 25kiE / PMID: 27908936

AFASE T DR T 2H 7R S I 2 AN R R TR DNA K Bt AT B4, B S i R 2 7E A
W EARSMEA B H BRI TR R, GdEI N . IR . B0t FED SRR
20 LRI I K, MWAFTERIRNE ( ZFN ) | 6 s TR IR A% R ( TALEN ) |
CRISPR-Cas9 ( BRI BB 0] S0P 81 K OGHRER 11, 2012 4F ) & JRBIBSL4n i A (2016
4E) 45, Hifr, CRISPR-Cas REUECHH
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CRISPR-Cas RGALHE = AHB5r: (1) Cas B, —FhEA AT PEZRRBELS 1)
WUIKRZIRRE; (2) B3 RNA (sgRNA) , 2RI CRISPR RNA  (crRNA ) Fl s
WS erRNA (tracrRNA) BYE UK G RLGR, BA HirRe s, (3) By E) b 1 A0 4R
J¥ (PAM) , DIfig2#5H) Cas B IXA3FMEIER

JEF CRISPR/Cas 3L P B A 15 =058 -

® Cas & f3@ 3t PAM R A4k FEH B B, ¥4 JR DNA 4 Fk % 4 %] CRISPR 7 7|

@k FHMW P E, B3 T s CRISPR 5 7| 34T # 5k, %2 — % 1 crRNA 7 7]
(pre-ctRNA ) # =4, 2 pre-crRNA 72+ 3¢ B By 15 T 40 3 91 R i 55 B o9 38 B o 3t
B ANEE A B9 ik # crRNA

® crRNA 5 Cas & B 41 A B B £ -4, crRNA 5] 54 & 4198 Bl 12 B PAM #2 %,
FE WG Cas & & WYIEEE M, B4 H 4% DNA F 7

CRISPR A £ A FH R, M ERERER, TRNEEELUXALE
A, FHEMAMITENFANEERERAR, LATENTL. RLEWEHETE

@G AL, FRBMALEE (CBE) . WELAMESE S (ABE) | BEwD
WA % (GBE) M1t F 444 % (Prime Editor )

@i itk iE Cas9 & B R B A H k3£ T A % % DNA F 7|, ] # CRISPRi #¢
CRISPRa

@ 4t % RNA FEATH 1 L3R 3015 Wy 8K, ] CRISPR/Cas13

@ K & 10000 M A By & B3t 4

@ T AL o X A %% %, F| 4 AlphaFold2 % By #y £ B 4% % T E., DL X Profluent T
2024 45 4 F| £ ATHY & — A Al 6] 2 8 2 F 45 % 2 OpenCRISPR-1

P—
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B 84: @it Al RG 4T EH CRISPR X ZEB KK

a [ Universal protein pre-training I — [ CRISPR-Cas protein generation ‘ — | Type Il CRISPR-Cas system nommion |

@ chNA
2 Protein Protein Cas9 Cas9:RNA
1 UniRef + BFD | sequences cntsvn -cas Allas | sequences Type || CRISPR-Cas | proteins sequence pairs
- (500M proteins) (5.1M proteins) (238.9K systems)

Universal PLM CRISPR-Cas PLM

(pre-trained decoder) (fine-tuned decoder)
§ Diverse proteins Diverse CRISPR-Cas proteins Diverse Cas9-like proteins Complete Type Il effectors
g pray; [ il
$ g DiavTasPA gt BN
£ v R o Conditional RNA

itint? CasC: MSNF. ‘generation 4
' MSNTELELL ¢
- % CasB: MADE B crANA: GUUU
N 33

YIEKYNAIAE CasD: MRSY. Cas9: MDKKY. tracrRNA: AACC

{5 B35kiE / DOI:10.1101/2024.04.22.590591

HE i RGN — OB 2 IR 2L, N2 4 | AT RO AR RE W 5 TR 2 B 40
X AL A2 MR LA B 5 T R iR 5 . HAABE LU LA

& 85: EERIERGHITIETEIR

AR ik

ZAM% Tl REFHNEFRALEN R, AEFAEEELE, RERE (HREME)
a3 XA B T € 89 B AR 35 B 210 T 72 Ak A A o M 3 I 4 B0 o R B S L
FEHE FEEWNARLA ., FEFD (EFANERAREAN)

T VEHHIE NS R

PAM 3 & M 5 Cas B %2 1 88 77 A %

=Y G R LA A B E R KR R
EE:d:2 REEGY REGREFERANAR L

BERE/ AFHER, FIE/ EEE
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eI G A0, F R BK B P 5 A . CRISPR—Cas 35 [ 4 88 5 R IT & % Jennifer
Doudna Fl Feng Zhang . B354 48+ AT & # David Liu 235818 T %144 /) Intellia Therapeutics
( NASDAQ:NTLA ) . Editas Medicine ( NASDQ:EDIT ) . Beam Therapeutics ( NASDQ:BEAM )
E R

BE R G 4 1 A DG B SIS R BOR B A A1), H FI2 R 43 25 R 420 L R ok [
Ah, DR TR R R A e PRVR YT Al 45 T R A ST (T 5 D e R 3 I T A R A A )
Ok A EAMZAL, ARk, B A SCHE AR SIS T — R, 2022 4F 1 H, B N4
b R R EE BRI A 1) CRISPR-Cas13RNA 448 % 5 48 IR J2 & A4k 26 1 L R s 245 2024
2, ERIFE AT F BRI L Science 241 & £HFFTHE (DOIL: 10.1126/
science.adhd859 ) , il T —FiiE b RNA B HYER (KRB UIRERG ) , PP IEER:
HbP)H RNA A DNA JKY), o R AR S5, SRRl sl P 40 M L PR 401 7 e,
A B4k CRISPR Z J5 8 — AR BE R R IS i TR 2024 4 5 1, R L& Ak 4%
T Synthego #1145 hfCas12Max® A% R B = F i b AL 85 AR, S8 e [ S A i DM 2 T
Bl 2024 422 A4, SEEE 2500 RS BR (FDA ) #5270 K HE IR g 2k R 7Y
dCas13X-RNA g4 4% (mxABE ) J775%6/5301% FDA £2 7 r990JLZ5 (ODD ) FJLRFF
WL %A% (RPDD ) AE, FITIAYT OTOF (Otoferlin ) JEPH H 0829X 287541 X iy JL 2
W 3k o

2023 AR FE R g N IR R TR o 2023 4R, S [E A WH AR\ F] Vertex Pharmaceuticals
( VRTX.US ) FEi+:254> CRISPR Therapeutics ( CRSP.US ) & 4 H:[Al A/ & i) CRISPR/Cas9
FERGRST I Casgevy, SE)aARAR S 2 foR B T7 4™ i W ) (MHRA ) (2023 4F 12
A ) FFDA (2023 4F 12 A4it#E SCD & WAE . 2024 4F 1 HHEIE TDT & BiE ) FACh 4544
b, HTFRIT 12 2 KU BRI BRI M (SCD ) 5 & M i A % fE 4% (VOC)
B, UUREESRS AL AMEYR (HLA ) DUECE: i+ 40 R LA 7 (104 AR E B
Mg Am (TDT) B3, XOEEEkE N AHER L H g ik, 2023 4F 6 H, HEM
13 5 4% Alyssa TE3EZ JeE R BLSEFEAT L R BE (GOSH ) A3tdnds T 4Niiayr 25 0L
JERE T 400 S PERR AR P i (T-ALL) BAESS, WoRWKE RATF, St 2 o AR E il
PR ARTE AL PN 2023 4F 9 H, #ERFEHE A RNA 71 HG202 ( CRISPR/
Cas13RNA ZB #5354 T 5 BRAH DG 2k BRI ) F TR A A PEAR IS AR OGP
BREEME (nAMD ) I RAFSE SIGHT-1 AE R HEBE R 2= R} B B A 52 155 B 1 F B 45 24

FIRT, REBOEAEHEAT BHED 2 4 PR 10 T B 5 WL | A PR SURAE o
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BRI RAEIIT (B RN UG T LA AR IR ST BE KA 1Y AR AR TR I i KL
1), WAMEVEBE AT SR ) o

FERPIGTTH (ARG e AT R G R A AN ify T b ) L BR T RN GRaE, 2AR
KHERFR Y o BUARA PR H YREDIE A I AR TR, o BT AR AL . UL
A7 AR ) CDMO 77 fhZ—, T TG T AR MLIRY Y. flhn, 2024 4F 4 A,
TRYIRE 5t 4 A= 0 2490 A5 BRZS 7 S5 CellPoint B.V. /A Rl B A A LA AE . VE A58 5 — 47,
i b o AR PR T AR R, I BT 2000 J7 T Y AR AR S S
W B AR KA 10% 1R AL B8 $2 0k

SN TEe s A I s 0 NI QY D I o= = 0 RS )0 I O 1 EP S
T BUNTE . WIEESONTE . IENTE SR ARIS N TS . TR R AR R ERRCR, (1
s LVAG A ZUENE | R IR B RE D B/ NAE R R, ARG 2R AR AR, &
R ANEIER AR, (HEL G R A AR

PO ], SERERY B A IR R ALHG . SRR A AR SR (AR AR . AR
PERLRAEPAIERPE ) | A LR TR (MY | Rt | Rk . IRIEEIE
HLAE KSAUAEIRH 45 ) o BORE = Bomfdil . ok A EM R CDMO. H
MUEBARRTIE R, | A OR BT . RO 2B B B4l . S R A A

—
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4.5 BEESHREAREGHX

BEIH G B G AR Z RO EOR Z — o ] YR R 5 il iR 7 UL AR DNA
PR RNA 5, 33k LA A2 AR N A5 iUALEE DNA 73T B8R (R T8 RNA 5
HATHE) , EHSEEEIRG RIX IR (a# R HRER) .

B “37 (R ) e (RN ) 2] 57 (EEGH) , 58
TEEREOREEAR R (AR EEEPIT R OE AR ) o AETIHER S DNA &
JRAEA BIAR JEUR AR i 8% TR SR A 5 RO UG R, T U BE sl B R
M2, NOHT5IMAERE ™ . A WA LS DNA AR, aaht:
A CHEARAE R AR ) LR A s R

& 86: DNA &R IR R

FAREH BB E R AR RIEIGE
WEBE BER LA EES BAME LERBE B3 MR
~1960-2000 ~2004- &% ~2008- 4
— R &R (E#HEHFE) “REK (BEHEER) =RER (E£48Es)
1955 19‘81 1Q83 20‘04 2008
BEEE ERiE REEAEERRE  EMEEREBLAR WHERE TdT E§A MR
ZERARE
— | l
Dr.Oligo ( < 768) F4L= (LC Sciences ) TdT 85 ( DNA Script/Nuclera/
Mermade ( < 192) L= ( CustomArray ) Molecular Assemblies )
R/ G /LA < 1536 ) WEERFTED ( Twist Bioscience ) TdT-dNTP 3zB&{& ( Ansa Biotechnologies )
Synthomics ( < 1536 ) R FEBETE ) ( Evonetix ) REEN S ( Camena Bioscience/Kern
EFHEMSERHFITER (BGI) Systems )
WEEERK EMEE
- ERBAFE - {EA&HRM
- BSHERBIEGHRKE, ~200 nt - ERKERZEH
- BRI ERREERESHFERA - BREREENFERA

R R%KIE / (DNA & E AR S (L& it RH#A )

TR DNA & 075 LR EESER IR A O SEA . SERZ IR ML =3 iR T A1k
PO-HAEAUR . 1955 4F, SIBFR Y Todd SE46 2 S — UL Ak i L T 1] B — 2SR5
HEE, FFT 1957 FFPARH URE- %
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FAT, Ao a AR . e G iR e = e & ik . Otibelitr &
Bk AR L ARRIRER S L . PSR DU RS MR AR . I Ak
ARPORNFH PR, EREREIE k2 H AT IR A0S R 5 U B SRR . A BE s
L, AR AR AR A A

87: WHAMMENEEHAX

ARAE KNS A I AKE LS 0ligos Bl E 1536 #E
HREE ABHE (fmol) ~ % & (pmol) & ~ KA (pmol~pwmol)
FREMIE R gt )7 RS AT B 4 BN A B B B AT R 3b
AR A  FA A B S R A A RAEETZ LB YW
BAREA S —, TEEAKITEPHIT BWHHEEE S, TREBME 0ligo By
B4 2 A \ o X
A4 5 3. 3 3 A o [
rp—_— Crisper # H 4% . NGS ¥ w444k . =  PCR/QPCR, % & PCR. % E#H # . Fisher &
CETE gxmaes ez, NGS B HHHE . NGS 2 3%3] 4
REAT  Twist, LR, BEREN. £ IDT, £ T A4, R4

S8 KR / (DNA FHEIEREH )

DNA G A ) Z M, JE T [ 3 e AR ) 8 o 4 5

@M E (fimol &) Fufi®E (pmol &) : F THE BN 78 miHKSE;
@ ¥ #E (nmol % ) : A T## PCR fK k€ & PCR %;

@ HEAK (pmol &) : ATEHLHATLH T LEH

DNA & A DNA S iIA%0R % . B B2 L HERGR, 9065 E A T2 b2y
B BUE R 06 T DNA & B & Sk Ak, B AT — UG UGE AR5 AR
e i e A U

o5 — TJQ#EJQ/\EMXQﬁ/\ﬁEﬁ%ﬁ)EH{M 86 AR, WHEDE TN R %5 3L 50H (CPG)
HE R, BIEARFEFRAMANE CPG R B, &4 A K %4 DNA, K& 4 I E
# % [E #y GE. ABI. Beckman Coulter % /\ 7] , 1 & #y K&A Laborgeraete, PolyGen 28/ 7] ,

—
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i [ # Bioneer /2 &, JFZ 81 TAG Copenhagen A/S, H KB I 4 ETHA 24, RENE

R,

G, %,

O X R &ML A DNA &R Bk, BRETATLZIAKRT LT HKESF

4t DNA & Ko REA R AP LARE AT REENEL TR S
4% Twist Bioscience, Evoneti, Custom Array. /I &£ 47

E 88: —REEE=X

A AR REARIRE

K%,

o KR EFHAE

REMERE  BER

BARRE $HRE

LC—Sciences
Custom Array XHE
BioTsvgsezce ES
Evonetix #*
PN ]

2006

2011

2013

2016

2020

FtFE ~5%-10%
B ~3%—12%
BT ~5%
1 .
P
EFaik

é}\]’ﬁ%ﬁi ~1%0_3%0
H4T 6 M

ARBERE, EEHAR
#E 430K RAEEE
D, B A R R AR

EREER, BERAEK
& 12-90 K; KA HAE
B, BRmERAR

AREEE, EXHAE
MHREF; AR EER
¥, #RERCLNFEREN
FRIEK

SREERE, ¥ERAM
SRR, B ERE
1% IR A e An
24k BREARE, L
L R AR B

SRBERE, TRAX,
TR FETE; SR
B, #EER Yk
IR, AMELHEA,
B R A EHHR
RiE, ARERMNRERE
B s At

BERBEAFH—F
i MAELR®
T THEE &

SRR EEZE, HEE
B SHERER, v
ITE%; REATER
B Ak,

REEMER R
ERIK

RAHEER KA, W
R Am B ] R A SE R
hH; SHERER
®, MIZ %

R SR
~$&%

i

N
B

= E5kiE / ( DNA TZHEE R )

\@\ HEZE www.geneclub.net
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i
Y

B HERARAFHIETEA

FEXI A% G MBI Ak 27 5 Bk 0 A 27 RN S BRI 5 ™ i B (200250 nt ), DA
KR | o E AR IR BTN A Y AL B R v B, LAT B A AR S DNA A
JEEAR , W E KA T AT, A ROk IR IR, A B LR A AR S R
DNA 431 BEHEA S F A A €045 Molecular Assemblies, Nuclera, DNA Script, Camena
Bioscience . Ansa Biotechnologies . Kern Systems, [E PN AV A5 W E A #0087 o 2022 4,
Hh LR e R Tl A= AR B SE IR 2 14T BA R FH Bt AR A5 1 5 R 1) A T — DI Rt
DNA & A, FAERLAE S 3ER , 2023 4EH1 2024 4F, ha B GRS MECT ot
f AL FE RN Pre—A FERYE

89: HEE{E DNA &R A T %4

Molecular

sesemblies *E 2013 TdTEE/SWEEERRE, BAERE F = R R, 2
641 & By A% R T 3t A HREBRINELTE | fRipdt
Nuclera FE 2013 Ak b A AR A R BT R R R E,
Ak R A R A A
DNA Script ¥E 2014 iz E AT
Camena HETRERFWERS HEHAERE EH &I ZREBAR,
. ®KE 2016 oty WREFR N, Hl%& K
Bioscience o
R
= ) b N j= ]5}]/ N B
Arjsa . SE e TdT B 5 4% 4 B 15 5 ﬁﬁ TdTﬁ&'?\L"’rﬁ TdT BEl#E & A
Biotechnologies R G A I R
BRAMT L TAT B %4 wBHxRE T3k T 4 1 W e A
Kern Systems £E 2019 8 =5 iR W Ek B B G40k, AR IRE

&

fEE3RIE / (DNA TR 4 )

ARk, B AN A B R R R A R, IR R A TRIE - AT A
BA & B AR BE Al . T B /Y RNA SERZIT R4 7% (eRNA) o #i {38 ( PMID:
38997579 ) , 5L AT LMEAGE 23 MZATERIY RNA 43T, SCRRNSEEE S LK Rl 1%
G . eRNA AT LX) RNA S EEFEFT 50 ZRMEHE, A EuUS/IMERRZ5 W) 1 A 7= 7
Ko ZHARMEDIALZ 7] EnPlusOne Biosciences #8158 1200 J7 & J0Rh 4RI . EnPlusOne
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BERTWIELSS (2024-2025)

FIF eRNA F-E I G T siRNA 259 Leqvio® (inclisiran ) FF3RASHEE ] TIEY7 o MH [ i
iE . M Elegen 23 7] F 2023 4E4fEHH ENFINIA DNA JC40M0 DNA il =2k, JE4iaEar L
7E 6 3| 8 M TAFE H NS IE kb () DNA, BRI ERR 2534 99.999% ., Elegen /3w T
2024 4F 5 F 5E % 3500 J7 360 B FRTT

T 7 5L R A B T D R AR B R B AR 98 DA S BOR S RE . 2024 43 F, i3k
] 3-SR PR v 180 206882 IEAUR AT o IZFRHERLE T /T 10 Mbp (BBEEXT ) &AL
XUEE DNA (4 7RI s 45 i oK o VM KA B i B # i OB T KIS AL,
W2 R ML A B NI RTHGE 1 B 3.9 + 0.8 mg/L #2712 696.2 + 20.9 mg/L, ¢
O 1 38 5 DNA A A SIS G BUE WA O A A A
TN . T TR . DT S MR I A A Pl A R R AT AR Gl BUR
PR AR SR Bl Ak

U64\ HAE www.geneclub.net.cn  MRARE RN




FMERD HMERAREFFIEFES

4.6 £FFERIUSEREN

|

A7 A S SR REACRIE AT AR B A, R AR I 0 o e s o Y R T B
LA Mk R PRI B LAY SERIBSEI . A2 A Sh b5 B f E2E i T H a4t
# AN REEEMLL LN TR GER B AR SCBUR R0 B AR =0 BR T Sk a2 ™
FEA A ABE, ASCBEN R AL ARG R SR A, TR S BRI

AL SR REAL I A i BoR 22 54, TP Bl S R BT 55 12 4

B 90: BHILSE USRI IMRR

LA Gk

W % E AR A A B AR T2 )6 D.S. A48 1946 FAR W, RN A BIAF AR AL UK

AR s b, KRR AT, B8 AR SIS

2 &AL EAHARNEALRET. RRARE

BT S B A B PR R AR, JF 3T 8RR AN E A Bk K

& e TS E, ENANTATELE, G ETESTY RARRK

EHFAMERAGEINBE, ATREEFRE, HARRIE, AFHLEXE,

%ﬁ D
LGt RHEBT VBRI, EHRFRAEF N NEEAR
1EEkiE  REE

BT A7 F S AL SR REALAEZE DG . JEPNIRYY . RN G A 2T LA
ZRH . BRI IRATT L NGS A S b8 BEfb o il B A

WRIER N ES HRE A QR TP R A s SRR ), B AN
I B PR AN (RN 22 D (R A B B oR R BE 24, BOR EIB A% O s 2 —2 A 3k
TR REALREBE AR, M T (I AA . I BEE . SRR BAE

O LI TIK, FIRESRS, BIANRK;
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BERTWIELSS (2024-2025)
Ol =z A, —EME, HHRLENEELTAITEL;
@AW NIEE, BEFELLE, ZELEF T

A SRR b, — ISR (B ) A il BEHE T AR, 905 A 3hik (K
43250 H 8k (Total Laboratory Automation, TLA ) o 2 N rHTies, HibHE RS
Bud . R RS BdErhosE, U, A S E.

g Aghil (TLA) FEIERIFRO T B Z M il-F SRt mdE i, B0% B R
GeAatdtE . AR AR RS . BT MR FOESEBE TLA

PCR AHXAE R Wy, BRAEARXI I8, A SILBORE, WS HIT R4

91: PCR Bzhitr=mze6)

B3 PCR E4 S

A B B AR R A AL R E F PCR 44 £ % cobas® .
%K 6800/8800 Systens B A E 3 20183400202

BD MAX 24 B 4R 4 B 7% S PCR 47 2 4
Eih Sl B A BT A = Al 3 20143225420
BD MAX Instrument

£ A B 3 E Jf| PCR 94 % % GeneXpert Infinity System  E#kyE# 20153221448

% E A 2 H BRI MBI PR T R & [ ki v 20153220949

2L A Y 2 B B B EBRAR B AL K SE ATt PCR 94T R 4 B4k % v 20223220432

K R 4 B 3 E R PCR AT X Bl v 20233221432
BERXRE/ ERE

NGS A g ft [ 2020 4F i Je k. F8 PLMHRR G A shfl, il “JoAMEF”
TARE =, ACSRIE ™ bl B S T AR B A R PR BB S AP &5 Faleon, FHIZEHY “H R
BL2000” , HEREIER) MGIGLab 45, HAWL KR NGS [ s LRI REfL B T 7EREA
Orp . RERARI . AR AL A B

—
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FRXSRE PSR F S AR B ZhAk, Rl s B iy A S b Bk B, B2
B R AT B R, AR R A S IRER T S RS TFCE & Galaxy AWE R =T &
( hitps://usegalaxy.org/ ) F1 7 I 1k 2% %] DNAnexus, Seven Bridges Genomics ( Velsera )
DNAneuxs 2022 4F5¢ i HH B A G 2 123650 H R Rl%E . EWA BGI Online, HIEK & .
R IRAERN AL = -

92: MFFRI = B I K= mEs]

7] B % ERTREN 2 =g
MGISTP—7000 KingFisher Magni DNBSEQ—T7, DNAnexus, SBG,
(fxzE#E), (%1, (Agilent) , NovaSeq X, BGI Online,

cobasp612 AND1S AVENIO MinION, BaseSpace,

] (ZFK), (B i) (ZK), Sequel, AVITI ~ GCBI, BMKCloud,

& L ES96 DNBelab—D4 Omicshare,

(faA) (k%) Ex#H,
GeneDock,
Ztron ¥k 3 44 —
Ml (kg E)
T3
agi Genexus (ZEB ), MGIFLP-L50 (%A% % )
B R 2000 ( BH& & ), MGIGLab (4K &)
P
ERZELd
“ZH—EF7 (ExHHE), Falcon (#RFIR)
EERE/ EEE

2022 4ERIK, $AE NGS A Sh LB REALEAR STRF I Al T 4R5E [ G AT, S A A 7™
a5 . AR ATREAEGIRIRER . DU . LAY . P e

HHTNGS Ak aeft) BEPEN A sk, 2T Z0m A0 AR K a5 K
VA PR AR AR, A LA A AR LAY, At LK A F R
WHIE AR S . AR, RV TS L T2 N A SR AT 5 Volta
Labs A ], 2020 4EHEHH B F O REEHY Miroculus 55

P —
FRARERE sy EREE www.geneclub.net.cn [167]




BERTWIELSS (2024-2025)

93: HaFF ANLARSAE A 265

SR EGRFE, LR T FMAN B 2E

IR 2k = 1937 7%, IDT 3RfE . .
HEBRRE XH HiEE KRB W A Rewity
Element Biosciences, LT EEARAAB B FRETE, BHH
Volta Labs  # 2018  Watchmaker Genomics, MIT, 2022 441 5% & A % 2000 7 %= T REA,
1DT, % RSN E BT B R
KA, BEDET I TERERBIMNERRAF A
& Ei ] L& 2020 B E, Nanocellect, 2022 £ ZREMN T ERBYE, WAEEF
HHEFZ M A E 4
BE LR AR AT AL, 2022 £ %
F LA b 2021 EHEHm, TEAED BT T RAE R Pre AR, 2024 45 7 K,
BT F T Pre A+ %
o B B TAESE, B TE Y 3, 2024 &£
wHES AN 2014 5 % Pro—Ati B3
it 11 4 4 tiE 2016 - E R FRAETAESE 8 3k 4
EERE/ ERE
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\

A7 EMERDT ITERBMFEA

AR B AR FTT R E R . EWME R (Bioinformatics ) J&— Tilid
FEBEESEARMT. . 768, SRR A R s R B R B T
AR B2 AR TEX AP RAR AT A 2t . BRI, ASEY 2 AR N AL
o dr, RS TR TR AEYE R T TRU RS Z 860 a 6 . WIEmitE. A
THBESFHTHA .

S A R AR SRR i OE LMK BT IS . o TR et
LA HALESR , R T 20 ARAFREE P AT AL TR B Be . S8R XA BT 25
AW T A A AREAS AR A P RO, SR B g, TR A RS ]
WA TTIREA =R . B ISR AR R A BRCFHOR i R R A 60 15 Rt 2 e
ENE=

B 94: ERITUEFHBMESNTEE

s A EYER
/— HEES \ | ﬂgq—ﬁ /— Bk \ ﬁﬁlﬂi

/\
e £

FERE/ ERE

M TR . Bl LA B St A€, HRTAEYS S A= A st A
AT Z —, (A Z WP RAA I (W KOs G trBRoh ) .
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BERTWIELSS (2024-2025)

& 95: EREUEEYESEMATIRT

Eiibo EMERITHEZRT

FE B A HETAE ., FrIx, RRON. ZRRER, ZEMRE. JEFEMEEE

HE G QRNA %3t REBHEFME . MBS, FIILX . RRBMUFERSE

A K A%t 5. BRERERITE &R, ARRUEAT. REEHS
BEEFRER/ ERE

EWE B TRERERERS . wffiES . . Bl . ks,

® Linux HHERS: X THEBEH RN, £ 41E &0 — K& Linux &4 _EFAT,
FEBREARNE ML (Flanls, rm, grep, sed, awk, sort, chmod % ) ,

O 5 BiET: ¥ F W AIE S 44 R, Python, Perl, Ruby, T XA4HE, Fit4y
MRS HE, §4%5EES (C. CH %) A TE®LIT AT,

O R FEAL LN RANEAKGELTE, Wi HE ML E T E FastQC,
Picard, /77|t THE BWA, SOAP, J77%|% 4 Ml T & Samtools, GATK, K& &
BT E ANNOVAR, VEP %, MREFKEH, B HBEZAAEZHEHLE. KEXE X
A, TR AR AR, REMRELE GATK TEHE %,

OXWEE: THALENER. BaRESE T B EMEBIHEE,

@ £:it: A Github £ RH X THEEH L, RitEMERHE, flw il
Widk, AEAAREE. FRARMER. REHE, FANNEEFMREF %,

AW BT AR LA Bk AR A HESN , Rl 2 0 1 B AR S8 ( The
Wellcome Trust Sanger Institute ) . 3% [E 145 P 2577 ( Broad Institute ) . 3K [E A E 4=
Y B O RAE A RRET S BEAE . AW s B R FLR IR 55 A AL,
— PR EE A A\ BT A AR N AT B o A5 B FEE B Al 3k R IR 55, ARFRA R AR R
K. AR . 2K, Qiagen. Eagle Genomics 55,

HITAE B B RER, Bt i . e AR i, Rl SR 45 F kKo
KRR R, R B BRI EOR S &2 U S, T4k, SRk iErr
ARAF (B, WERE . s Jebik, B o BN, KilisI%, &
FILERNE ) S BRI AYIE S0 it kb . X — T B LT e, &%

—
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EZAUHAREFO™ 0, AR E RN ELRE BTG . BB RS 5
G5, LA AT R o T DR R R S A 8 (S DR RS RE A ™ e AT i )

WD EVRR A A ATMSCRE R )

B 96: £W1EEAITEXHEBFRAZES

K& &g

I EIT GPU A FPGA % SEIL R LA I AT I H AR BE 4 A ik

zitH HARETERERR, *ZHEE, REXRES

ATE B R FEE, W E B R R ey KL

X Skt ETFRpBERARBTREART AL E

F iR BAE R ABAET AL %2 or Jo iR B 5 Fn 4 By o oK

REAF

Kk, RERF

DNAnexus. SBG £

Deep Genomics,SOPHiA 4¢

Nebula , EncrypGen 4¢

Velsera, % Ah4 %

FERR/ ERE
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4.8 HUREEE . AR AEAEBAGY

RN AL R R (T ) AR (BT ), RN
GBI LE T BOR AV AE BT s AT BAS e Al 5 PR Rl AR A P Y 2 5
2016 4FLIR,  F [ 75k R U B AR AHEBAS | Bl R A A B, TEBR 4
FHERBBIF AN X S BT YORE T —ERBCR, REFE— PR BCR AL, 5l
S A AR A SRR PR REAS RS o LATE o) BEAEIAR S AHERL

(1) % &

LB 708 48 DNA JF51] . RNA R8s . BT 5 K gt gl . Budlis X
PISCA F, WAHE AR A HAW B AR 2o Ml AU B RS AR 2 4

o= F AWK (5 B H % (National Center for Biotechnology Information, NCBI )

® WM A& 4115 B 2 #F % Br ( European Bioinformatics Institute, EBI )

® & K DNA #4% & ( DNA Data Bank of Japan, DDBJ )

O E XA MEEF S (CNCB) g E %3 HE (CNGB)

ARl dE A, PR R N B G . R TR EZE T A, ZOREUNR.
btk Bl i . LAAHXH S NCBI, EBIL A1 DDBJ ], ¥ FHEhREALHE .

® LA wy A Fe R e, T3 &L A0 9 A7, ] 4 DDBJ # 3t Sakura A1 MST T
H k535 NCBI v EBI 4 H &2 4% ¥ %7, 1R H I KIF 5 5 X5 A

O T A, RFBFAR B BT R A 33

O L R, BRBENREMERME,

@ KAt T, it i F 7t 344 & T E Blast, X # % % T E PubMed,

SEBBCR A 54 TR R3S RIS 6%, B, DDBY RESE T (710 HL53 4%
YER) SOAP ( simple object access protocol, TAIFEXFR UML) fR54s, M TESAIES,
I XML L, AeTF AR R SE VAL 0 PV A

DAL 30 P 0 B 35— OB e R R — SR A B SR A RAR A i
ik, X AR RO E, SRR ERR ARSI IR R 2EA] ;. — 2%
P — G P A AT AR R, BRI B A b . B ERI 2, DAt
— B HIHFTERIN .
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e E, RO SRR YR R ST T, 2016 4ELUS, TRAREERIINE &K
A B (CNGB, htips://www.cngh.org/ ) Fl E X A ¥ {5 B 0> (CNCB, https://www.cncb.
ac.en/ ) AHERES . RATHE R, EZRAEYE R HOHMEDE 52.3PB, HAYWREWE =it
VB Iz 275 TFLOPS (AbE s Er ) |, MiRIINE SR FEC H RS 13PB £
s, BT, FRE SRR B R R, A B RS RS PME ;I A FERIT
52 ERR S ER R SV EUMEA S (INSDC) W3S H., JERUESEH . B, &
BUBBA T AT A

B TR, ST ORI H AR R L B B e B, X T EERR TS
JO7 AT 58 A0 DX 3™l A e B AT BB B o n, BT XA ST (0 Qi 4 K a2
ChinaMAP ) | e (i L RIEAE R TCGA ) SRR DX (614 [ Gt el A= 4 ol
U ) ROR

(2) &4k E

AEYIFEAGSE YR T (DNAL RNAL SHBRE )« R (R, iy . 4. 4
ZURSE) | A ARG E 55 o AR XOPRAE W ERAT (Biobank ) , J—PARiEALRAE |
TALRE | A76k . A E RN . RN A B U R TR, R TR
(A PELE TR, A AT TR B Y B 224

HEWIREA E— AR REAR IR X TARBRIX . fRAEIX . [ S bAAEIX . IR EE, 3
ARECEATEREA R RS . PR . IR . [FRAEHARS . BdRZe R
g5, WHBERSGE . WhE QREE /R / 2355 ) W%, PR X 2 A= W) 2 446
BREWUL . IR T RS . PCR AVSFAEA SR S i i st o IR XL 2 M2
OB IR VKA R ARE (4°C . —20°C, -80°CHI 196 CH AL ) , FHTHREARR KA .

YRR PR B A o AR, RS SR S R | U i
BAFEEEAE, S A o A5 R R WTFE RN H]

ERAYIREAR PEAC RIS [ AE W ER 4T (UK BioBank, hitps://ukbiobank.ac.uk/) , R4
HERBREAE B, RS S ERIE R ISE . B 2 F 5 AT hitps://ukbiobank.
dnanexus.com/landing/, 3 90 /M E F 11 30000 224 WF 5% A G AFAFHEHEA DT a1, Ik
FHE K T 9000 £ 55 4 R TPFHT G AIFIE S0
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B 97: REEMRITERZHRT SE T

B 1] EZEER KRR R

1998 4 —2003 4= 1998 4 42 i #E &, 2003 4F iE X4 3L /

2003 42006 4 J‘EE}Z%%W\TI'\ 16 2 B b DL KR M 44, 2006 y
4 B3l

2006 ££—2010 4¢ k£ 7 502,000 4 40-69 ¥ % & # 0y 4 4B A /

2012 £ AT (FRRAEA ) /

2013 4£-2015 4 k% 100,000 & A M. CHEMEHEH B A LR PMID: 37262162
N\ 2 % A > 2 4

2021 4 ?ﬁTmﬁAé%gﬂ#%’mﬁ*Aﬁﬁj PMID: 36138150
b &

2022 4 AT 454,787 4 5B F AN F AR PMID: 34662886

2023 4 AFTT 50 F A B A E AR D01:10.1101/2023.12.06.23299426

FEERE/ ERE

UK BiokBank 71 %1 Ut 4 1% 040 28 U4 485 LU JLAS = 2228591 (DOI1:10.19300/5.2022.
719476 ) .

O LB MAKENIE, aFpFERES. ALEFEE. Aoy illR, mik#
B, k., s (a5, BE., EE., ARl iNE. B, 2UEFHEF . M
EE) URAMHAR (MM, R, ER) REF. BEMM T QEIFMAE. AR, KK
. ORMEZEFHEAE, K E, AR, K. FHHEE,

@ EHE: ATREZLHEMNEHASFAREEENEEE, ABBLAERERN
T BATIEf, B1E: EAEAEWNME . 24h Bk EE, BL@EENE, REMEH
&, WHERKER . AR FABRE. EXBHEEE (BFAM. QEAEH MR 2,
LERE XA ERTIHRAFE) %,

OB EFRBLEHNMERER , AL EHEXREERAATNRRET
B, A FkE. EFRERE (BGRE. WBRESF) |  TEEBEEE (KRG L.
Ry @#RE) URERAXEHRSE (NK, K. BESIATE) .

—
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ENED

98: EELEWMRITHEERABERRIER

HMERAREHIEFS

st e thacomares 1t e o b

[ 50K WGS Vanguard J [ Sanger Institute ] [ deCode genetics ] [ 1,175 QC samples ]

- Sample collection

— WGS

|- Data processing

. QC and Variant calling

st S Il b
L P EE———
SV:::":;‘“" K'::."I"ii:m B | Data Analysis
<
{£E3kiE / DOI: 10.1101/2023.12.06.23299426
FH GraphTyper/DRAGEN Jii#%, Kl A8 7 (SNP/InDel/SV ) , i A8 SAH e R A

PEATEE NHFE AT o

WIHENES 5E R (RREVHEARERIRR G |, VAR B Lok
MK BRSO e A B [FEARBL. FERAR L AER R | R

WAF . FREC AR JOF- G R FAEE
® = X & 1z Bl A AR SR E (BioSample )
OEFXHHEMNARFLEFETE (EBB)
® E X T KR E
® E X TR RGN i R B H R S AR E
O EREFEREAEE (KH) Fuu
® b A AR TR
@ b T T IE IR I UK A AR K
@ % 4Kl R A R IR
® b 4 R B H G A R R
® b T K E I A AR R
© i E 5 I A Y RAT
® LB TKIT A EAT

MR ERes ERE

www.geneclub.net.cn [175|
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O KA W ERAEMERE

©® R I E XA A B

© =] 5 it 7 it b A A RROR

© & H B R K A A RR B

® b [ A i A K A E

Ol A 5 K AT

© L7 & Rl A AR 47 e AR T

© 2 3 A8 40 A LA IR A A RO AT e

UTARSR, BEE BT REE . SR | AL A AR A~ AU B DR A e,
Nl 22 B2 TR B A IR AS A Dy S R A AT 5 53 i PRSP 1) T R B, s id
Rl PR B 5 i s AT AU A, TR RUIFTEAA BAL B A W R~ L B
7, B E AR TR SR O BRI 5 A A PR B H R TR AR B
FERAEPLEDROBIX, YRR G, TR s | IR
W DB T XA PR FEAR S A 5557 , TR B B E R B B9 RERE L Hh 5 ARG S 4
IERAPREAR LI IR, A7l PR A )= g AL il L P 5 .

(3) KBAFAF

M 2016 45 2018 47, 7RI LEUMNAR T “FEHEEE® (Precision Medicine ) ” 314 (/5
KT R “All of Us RRAFERE” ) J5, REWRZ T “KERESHIR” &R LW,
LIFFER BT 100 24050 H B84 A L) 131270, Hdr, HRY KR B 984 F SCRem 1
LA KA FE SN B 7 ABEBR SR ( PMID: 35768593 ) o iZ iRk H T HE A
DU PSR RIS, HESIRHEE I R R

BAZIBTSE ( Cohort Study ) SZIATI PG LR —F, J& T HrgENTIE (XL
BRI ) o Bl W H S AR RER A PIRET TS LRI, (EUEEE
BHZEA TGRS IR TSRS 1~V HAKFE ) |, AQRTFRENL RIS . MBS IR B
533, ASIWFFALARHIEEAS OIS (AL RRAIE LSS ) o BRSO ST (s gk
P et ) FX e PEBRSIATFE (1A REfl RS ) o MAHARERZZE, A%
WFFEELEE FARAREBAS . BORBAS . A= BASSE . BRIUWTSE IS, o B R AR AR |
Wi B R . BERE bR . BERIC ST I OC R A

—
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BAB B8 R LA S A AR AR PRV P, O T R 24 A5 A N AR ] it
R o X BRI SR R A B . SR SRk i ST DL RN L TR A B L 2%
WA

FESE IR G, S i TF AR R A RERFF S 2 UK 5 o K5 (R BB 2 5/ g N T i
GRG0 A i FR B SR e 45 1 TR IR S5 R G0 2 SR A S IR i B2 A . 1998 4,
deCode Genetics 6/ 2l T K HER A1) W4, UK DA T8RS (Health
Sector Database (HSD ) Act) , AU B R EELR A4

©® 1998 £, #F 104,220 4k B ERH, KEDAFRHTEELE,; ¥
—RE_RERBNEARE, HELXRAMRREIN

@ 5t % 5 deCODE 4% 775 T B # 2,636 4 vk B A #4742 ZEH 40 7 5

® 2015 %, deCODE /A #] #£ Nature Genetics &t & 7 19 &2 ok 1% 3L F 240 B9 #F % R £

0
\\§ﬁ>

5#

B4 BAIIIESE ( S H A REAE ) J& UK BioBank Fll All of Us M1 H , 3 [K Z sk Bt
T, A, 2002 4F, INE KA CARTaGENE T H B4 8 /N 58 19 5L PR 4 AU A T
Tz U JE 7 5 PR 2H R0 [ A AR A T A T R A I IC . ( Public Population Project in
Genomics ) (www.p3g.org) , Bl 17 A~ 08 B M EPRALURS @ T AEWHRITAAY
TP AL BBMRI-ERIC  ( www.bbmri— eric.eu) .

99: UK BioBank #1 All of Us T H &/t

UK BioBank All of Us

JEahEtE 2006 4 (2009 4 FF 4448 3% ) 2015 4F (2016 4 FF 4448 35 )

B4 2.21 103%% 145 0% T

# S HLH HKELAFMHRBAEH (DHSC), EEE XEEITALHER (NH) TEHERE
: Al K H BN E FR B KE R E R & (NCBI)
. EEA (R, REMER), 258 £WFK EREREEE. ALELE.

WHRE, M, HE. EEFARES EHR ML R bt e (T EHik %) &
2021 A kAT T 4 20 F Ay A 3R B 4 %
A, 2023 4 11 A A A3 50 7 A By &3 H
H¥ e, ETHBEE XA 9000 % EFHE
XE

HEZHE https://biobank.ndph.ox.ac.uk/showcase/ https://www.researchallofus.org/

2024 45 2 Al kk 24.5 F 4 A Ml R 2 WGS
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TR KA AFEREH BRI ST AN 2004 AEFFERTNH, TFAE 2016 4FIRBIE(E . X LLpFFT 3
SRR SERIIF Y EE L 0L R )y B R ARSI H PR (ORI H 3 H R ) o il
X, RERE T HTROEERFEA, @y T RKENWRRES, IR T —R5E
WHESC, SR, N RAEF— AN . ATFRY . BT KBTI 75, IR B
A S IREAE

100: KB ABEE RSB E 2451

E1EHLHA
[ 12 A AT https:/ckbiobank.pku.edu.
2004-2015 51.2 LI A%
(CKB A7) i ke cn
M A B B R &
2007— >20%7 HAHK%® https:/fdtzihs.org.cn
CRMRA) - g ’
I N R 2021— >10 F FoM AL www.bigcs.com.cn
H 2% i y
bEH A LRE TR 20162021 10 % iék%mﬁkﬂ /
T E 47 B F WA B 200]— / ALV & Bt y
A A 7 T R K
UK BioBank 2006—2010 ~50 & ITumina, DNAnexus https://ukbiobank.ac.uk
A1l of Us 2018— >75 1 ITumina Mayo Clinic https://go.joinallofus.org/

Estonian Genome ) )
. 2000—2018 10 7 EGeen International www.biobank.ee
Project

Iceland’ s Genome .
1998-2012 ~10 7 deCODE Genetics https://decaf.decode.com

Project
BWH https://www.babyseqproject.
BabySeq 2013- / P SRl
MGH org
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FRITEE IR I D S B AR e A, e AR A R B, 7 b L BRI Al s 4
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HEE, I PEREE RS AR B IA TR SR e s e

B, BRI ML RN AL, 32BN BORSR AT A, TR T, BR
TFEER K (Thermo Fisher) | Z4E(E (Agilent ) ZE5E kA, FEARM G20 R (158 24 4
WEERE . A, Bl JEMSAE AR A . R T (E R R Tk BT
—E R R FUEM 354 R T, D471, qPCR ASCEE PG I 45Uk o5 48 = S, B 116
/& (Bio-Rad) . YA (QIAGEN) b, EWNMZA . MEEAY . HHFHLSE oPCR | R P
[ 3CMEA ) . ZITA RS WA R A e s KRR . B A 5 P PLA Y dPCR 7
a R AT 1 R R R e R A, FERI G40 (Tlumina ) H4EHET™ NGS (1
LRl b, DAAERE S AR A ™ NGS W5 0 4 B R 21 A 258 | 5709 2 RT
A:¥) (PacBio) | AHGIKFL (ONT) WFTIFHIAIEAE -, DASFRRBHE AR I =gk
FLIU R sk A Bl e o 5 R e 40Uk A v B e s, e AlAS . R . MR RS i
R, [RInF, 2023-2024 4E{E15 567 Element Bioscience DA} Ultima, 7E8ETH . R
T SRR A5 7 T BB N RAETE S, AR TE A AR AL P a5 . Bl AEY)
FERGBEST . AR RHE L BB G S AP AOR I, ZEAS IR X B E A+ ek
Br T PCR AT Z 40, JEPUE . AR IS |« e I S H AR e i 1 & 356 HAMAYER
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ESESH] sk KEFEEY
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2023 £ LN 29.11 127t 45 L% T 1.697 2. 3% 2.005 2% 70

BEEFRIR / EARATFUHHR

i, BR T RMEIRSS | AR FE AR AR RN A SN, R MIIAE T A, 4
SEFEIAGIZW . R IR | A= AR AT IR T T 4R B BU R B Y,
PV BRI ISR . iR SRR T, FATHT S E A SR S R 1 A
B A2 SRR , 15 T2l il Sos A, BnseATER, Frif B s R AR
ARG G e SO BT, (AR SR R IR P M A A R, e
TETIBRST . AR L R AL 55 S5 I B AR R 5 WAL BL . 5 — T, REIAEY) . 848
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SIS (REWNIUE ST BNV E7R
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2021 4ELL SPACTERAEASE T BT, A2 150 /2357T; Zymergen 7E 5 #6Rl%s rh 12545 8.741
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PO PRGN e 55 B9 A =), BOEE AR (BT) SEEEAR (IT) BiE AR, sk
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5.2.2 A #: AFLEITEFFK
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S AP E AR, BT, SRR AR A L A5 S

DNBSEQ™ W7 H A AT TR RS2 il 9 Wi A IR 152 BB URITRE N M5 28 1 R I 1555
W A R, S TR e M R, SRR, A SR A R AR A
BRER/D . AEREE T 2024 4EW) AT T TN R StandardMPS 2.0, 4 DNBSEQ ~F- 531l
P e N Q30 (99.9% ) B R i HERA B2 42 7+ 2= Q40 (99.99% ) 45, 4 mJtE 7y
Q40 I,

AR AT DNBSEQ™ HARME Y T (Il te— il tp— it — i il i 2
DA™= AR, AN RIS, B PR (4 1 13 B 22 mT fiE
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H o © AR R s R RS B R A . 2023 4, RS A YA B2
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118: “ ‘B2 ZEM MEMETH” BEsERE
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