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F 2UEIPA

@ IEmEN

E%, XEEABA, THAGRBRSLHAR, 2H5ERARSE (RBEHX T LERE
Z2) MEHE, TRFTEREFLSFVRHILER. JAEEEEFNAFLBORAR A
AeFEE, LV THREENANFANERLL, 2009 FRYE LERSFTERALLEA
B, ATt RS, wOEREZET AT EaRES LE T & YourMap®, £
% 2018, 2019, 2020 (EFEATLRE ). (EAMATHME ). (GEE AL Wb H XA X R
E (EREETRERE) %

FH %, ZEEERINIT, MEHFEAXFEBFAL, 2017 FZXBFELRRAT2F
FER, YHERTHEAFIEOSBFER, LXER-RFEREAE. AXALNER
T, FREAEE, KriE, SRR HF% 2585 (REAKHEL LS RO
ARt E). (BREKNLBALESX: BRHHER). (FEFERES” LR RMRE
(2018)) AR XAFEEKEEE R 2H 4w ARARREE,

.pgiﬁfh{f

EERER KM EEAfk T E @RS YN AT, #lT 2016 4, ETHARTAF
P SEE, B TATWAEE, S EUREREE, RERTEGEESLEE FREAT
T4, HEeEhRETY, RE £ ZiralHell,

v BRAKZE (RBERATLRREE) RERERM
WIREARREFNRAFLBREAXN AR 2F LR, RERI2HZ
Yo S5 QG KA EERAHEFK R, 2B RME KT

Yo KATEMNKT £ R oK B4R P & (L GE YourMap®

Y AAEREBMKE (F) REEMEZEaX

Y ENBFREARES. KER £ R

B EENMERER. KK FEFEAN TV E KA

Yo KA KT 0B BB T e R RA RATHT IR

w 2ETAFYAVEEREET S REE
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KE. K#. KfE—FHEwRRL

#

g

T EAF R FERFPLERRKK

TEHRTH, —BERRKRKRZHAHERRT, AW, REGRTEIEYRAT—F
HELET, XEZHATROBIF—a4lReE. BRFENHAELSLRTZE, &ERA
MM ELEHALT, MELSBEHRRNKE, "S5, HHFLTR", BE AT
R, BELEREFAAATE LWER, XEEARAHEEMRBE, ZREHANER
fofeft. EFTE “ARE®RRK, LLZMHEL",

MERTRLR I R 2 06 AT RES L AR, "R 2. FOMETH™ — AN ALY
WERRAMA, AL—EXMETR, AlXFZARE. FoBKkL. AMELARTHL T
TaEHEN. WAHAFRA? 277 =4 A hE: FH, REARAHEARAEGRERT
WABHRTRES S, BXR, ARIBIVEGFMNEFHE, B, S0 THERE. F&
fe. miRNA. & 89T £ AR F EARFATHRER I,

e, EERALRREAKBERFRE, AREZSE NARFEHME, 2021 F
1 Ar, Cell 37| £ I8 T ATH A T 2 20 B K AT AT R & 0 &R B o e S e S 2
7, REFERAT W FENFNRTIERF K. B, @&EEEEREINFIERN LA 2
R B B RATE B REEBAFEMAGAR LR "ER@FEAKE", WX— KRR
RAFEENERN FARRELFEWEAHE. PIEREALETE —HERKNER, &
ETAIH R REITRT EEAMAKENME R T, FETES “ERAMER, MEE K
EL” B, AT, P RETLANEREETE, R “BREFE" SHHEHR
AR, MAT “HERT FRE, 5C URTmAE R L, TR mkEEELEA, BA
TREFD., FATRTHE, KAREZTFREELZENRN, ERAABTUREELR, A
CRET RE CRET

Ex, ARELRZE, EERABRKELRFGUT, RABGCETRE, FAREHFAN
BBy, FEWMER, ZNARKTH ZRGER, BE, REMENZLZRNGR
¥, R, KE#. FEAEE A A BOREF T NEIR, &)ATRAEM, ZRN
A TR AT

FEEEEAN &S W 0 EEATWFERE, FAE, i, RREZ, &&
BAENME, FEEFRERSERES GG, EEKNE, 7 K0H6 L H — R,
B TREMEEEARRER "TAKET BE TAERIRT, BRATHAKTEEZ "X
&7, FHRERBOL, AREFETE L]

e
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BE~ I ESR S8

VTR F
£EBMHRFEFRAEE A
K EBOUE & BT 4E R R 4030 8 32 343
S Ra sy AR TS EREFBHRA AL
LHILEEF VO EFEAA IR
T K F B IR MR da = A R B B R 34

B EFAT I K M2 EEEN, 207 7 5k I0 7 o 3 55 Fo 7= e A R o9 -
MREE, MHTETLTRETRAREESTE, BARKRFLRRTHAEEHRSEL
EERATW AR FEIFL N, BB ATEENITRE, BAERTLELE - PREN &, R
CHEFTTHMAE, EHNEEETRR_T 2E, ERERFETERTLRE, HEET
WHATIEEFBEE, HEAATURRTRRFFEEAAE ST EEEN N BENS
AFT AR F AR T, B BT R AW BRI, wAEEAREN 2021 ARTLE
EAEF,

ARZERUAREE R G ANRRB AR ZZIMTRWAZO A E, FHEATVAEEFANT
A T A — R M Ak I 5 1 R B BT R BEEOR A R BRI R AR
REREAMEEREREREER R FEHREEME ARBER, &7 A DR RES Y
EGE =R ERR LA MEML RN, KATEHGE, EEFAEFHH AT, RIOE
REFE RGERRNAE: A RGEFL RN PEABREELAL R AL LT R
FHE, SBESBNNDE, & RWE IR KR 70 R A 6250 = 70 2 B Rk =
Gl 15 A H A LHAT BB OE S F B W, FIMEZRWEGEERGEM: U
EERFE T HREFEDT A EENEN TR, Foxd AFEE IR R 3 B 457 fn
T BRI, B2 A 5k Bl D 45 R WM 2 2R AT b LIS A B A i SR

EETVE-MEEREER, GEL WA EEES AT, XTI R TR R
REBATREHESHINGHZNLWAREAZ T, CHFEFRELHEL, EFA
FHER. BUBARAR, £9E ST XBERMERITE U EL YA R BTk B F 5
YRR A A KRS AL Z W SR R R ERE RS RE, XOEER
EERE T KA B Lie EEN, 2020 FREKEFREFELN -FFH, FhEx—F%
WiERE£6E VARV R R, HEEYERBTEEGT EEEAH) FRL, XEF
FEEATVEAT B KRN B, WA RERFEEATLOET F0F, X MERTEER
HNBEHH P!
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Y
LERFLGHER SBK

EEWE A FEEL: EARMER, B, EZEFL@RROERSLHEAIE, 24
MELEIFERFE SR, 2R YN EE—FTERETEAMFNAN, F—rECRETER
TR KES Y, EEAMF G ERIE DNA FEE e —F oy Tl & &, 1L RATH £ & RS %
! AEERGLE. AR RAPAHHLERXETVNR R SHUERR, BRALEE
W R F

i B A%
% B RFRPES EFHI

ZIFENE 56 F, BRELABRNRSCLERN FEIER “FEEX" 8 # R,
BB G RN ERRN DT, B2 TRERN, REREERANFEL 7@, §E
FMERFNTEERMX, FZFTEFRRIBREMITEAFRMIW LR A TRt
REREATA, FREEH “HR7 | " LWEETRHESEL.

WEEFETBARELURAN BT W IERIR S, TR E A E AN FERIL = KB
O 7 & (quality) . @4 & #% &[4 (turn-around-time) . @467 B A< 2% 32 (cost-efficiency)
FEREM, EEARNTANEE s, KT, RN 6 BAEEEmARRE, LAFE
FEMBERFAENN TR, TLUERMTENRE, REFZNRMNERKE, E&F 1
fo, WA EAEHKE ACMG BT 2013 FEHARTMALCEFEACH AL “RELIA
(secondary finding) " RE &R, Bl AfE L2 “FigrE" @k, RARE
W RIEAR D WY R AR M, BRI R S B R AL ST, WRAERES “RE” o “H
HEE" THRAERENHTRT, EQAFNFHARN S EHOGEET, FHEELN "R
AN .

BLHAX=ZKEW, ZFEMKERLME, LbdRelagFfe Tk, 55 K34
IS T A8 b, SRR B R R SR M B R B e B R AR B R i R
N, BREEEREREEL L, EAN, ERESEMNTLE. SERGHELEMGENA
T, (EREEEE) TEF LY 144, MRS GREMMEREER) SEmEHRY,
BRSO ELEN CEREER, HARZEX A RES REFGFAML LR,
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PEAOERER, THFREEIER, ZEEEFENFTETY, 2020 FL2HER
DUl G EEAFELH (DCC) ALRFAFHNMN LR THZT “DGG China 2025”7 & J& &
W, RN ZRELAFREAKX, BLEMDCCH T EMAT ZLrmolHTETY, FALHE
A Z R P, HEDE, EEET. FARESTEOFLBRY I+ EXA (EETE
2030) AR5 KR ERRE AT sl B (F B 2025) FE R
PR = i U B ] 35

— AR ZRERHESH S ARAFER KPR EZE

EEMFHARNE R E @R EETE, EFBANTRES, DERE, HAER K
BHORE LM KRG MR RS R, RENFEARERA E®RES BT @ETRS "
K7 o FORAHUR A B TIF ZOR AT B o 2R B 7, 2h “EbkR, EEE. EL07 W
FEEMFHALUAMFTRONA, RETHEFEN T FE @,

—a%L FEMAR AARFER

2020 BAF AW —F, —HRUWERNFRLFFEE2KR. BREFRANE, ETHHE
BENFHRERMNBEALET EEEH, ARENRENAHRTHTHENERATFF, KA
WEFFNEEDW BT EAT T H, RAREREMMEHFELRER, AUHAERE
ERERNY W, HEHERRNHES ERRE, FERFLA2WLTEN, kX, HEHE
EMNFESHMRAG R, ARMTRRTES KA. T, EEFRNFMTLARS KA DLD
EFH T EE R FHHFLT!

—$hHhAE R AN SR EE

-
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FaRR, ke AXERMANTEENEMAR, EHHLRRFRTE.

Forwk, gamet: "AREL AGEL" , XREASHE, AXEUAREGEE
P& M e et Ko i &, dAF A T £ aRt R E B b &R ZARAK,

BAVRR A2 WA, WEE, R RERN, BREE, ok
— I EHNBEAREEMEERESZ R, AATK, LTEEE, ERNFETHHRGKE
ik, BEKELAKERLAR,

—FM £ XEFE CEO

AR DB B A #A 2.0 MR, AHD BRI EFEM AN EENH,
HHY R B AL

CtDNA ZJiF & & E AR M KK, EARESHHRMEH A ZALFERZE, AHAT
WRMAGEETE, ERAERAXBOBEWERZRNF R, EE, BT ctDNAWMKE
HARF ZEAFAE, ctDNA B PRMEREF AN ER, WA EE N ctDNARMBEARF &, A
Wi, BE. W, EMEELNENFTEERANF, #RE— K ctDNA TAEAR M RE + 4
k., KK, WMHEEREAB2HREFE CtDNA =& EHFH R L, KiFhH, HERE
EEAMM, TR ERET X, 2RISR R,

—F4% dAaRAE  CEO

BE N FHOARE CRRE, EEAFREMZT S, A FHE. 2 REE AR
WY RASE, FIRZITE. ABIE. ATH A 56 EHXEARN ETHETLREL A
WEW HEE AT E, RIHEET. G RAER R 8 BT R R —MT LS
#E, RINBEICTAT ks BT AT WX CRKA B8 4, WA IS BT 6 JRAT b 9 4 b A
foEh R .

EERMEARERLHFTE T, RIELTVHALARKL R EWE. HEH. &
RAETBERETAEERAY. Zad. RAAUZRERRF S MEERE, EEAGEL
oA B Ay 2 e T R A B A4,
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SHMEFE 201248, BATU-REEENFHE, BRZH0 TR ELEL
MBEARF &, BAMEET WE. 5. REFHRRFNENEE LS HE, KT HEE,
TFRHFT—REEBEARGENRARME R AR EAH, BRI TEFHRGEAN, MmEXE
RIR G TRt At e B L7l e A%, WEHAEFERAT, FEFEH “ER 407, Al
JR 8RBk 8 i 2 B AR I e 5 1 R

—MFE ABESF LR

BEET HRCE MR IR F &, ThFEERAEL  LFEREET £ ARBNE
AHEEHER, TRFEEERBERN, FEMENRN, #RABERRNFEL T, k&K
#ATA G AT K15 4 370 5] BB 30 47 M 89 T U & o (T BT 3T BOR By B R A FF 2 8
XA, R B R B E SRR A A AR AR AR, TEREEST 2R R
CHERMRS AR, a2 MEFEHREET KR H.

—T3 BEHE EFFK

YR AN B AL 7 T AT o ke 3, B RO o 2R B A0 7O E AR AL, 23R
B R AR B AT X B 5L, A B PP B BOR B ACE, ARG BN 7 SR R
A, BRE, BRAFRNTERER. LA EHETFRMAAFERE A ¥ — 35 KR
RABREFOT AR GRELERANF TR, 2REHTHFIH, xht—FHH £
ERMEARLAER, #AFEET KR, kg "AAZEARR" #HE,

el AXAFHE HAER

2020 FEFHR LMW —4F, {EFER VD AT LA KAEH —F, ELRRZHHF
T, Rl EEREHES T ENRET EEHMNE, HinE T RN R &R~
L RN A, B, ERERDTEALRARTAEBENERT, FTALHRDSLAE &R
B, AHBARTR MRS FeMATZETARBEGER, BPHATHEITRALME FF
THRERMN= T EHFTRAAER, HEARSZTLRCHE ST, EELMATLTIE IVD
AT AR XA R R

—RTA FTEFEAY EzHE
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UL

o EEEE

AREHEEEREETYL LR, RENME AL ETTK, @BHLbALgkE
%,ﬁwgﬁﬂ&%ﬂigﬂ BRI Hf R A R Fral b

@ HFEXMR

EEFSE — AT BB E, EREL, BETEE, k. BRE. HF
TH#, ¥H. AbFUREMA RN LTI AL,

o REEE

AEEE L, AMEBLEEALHEAT R, X ROEARFRA, BEREE i
RIHEG, FRRAAREZEFEZM (FREE, WAEHNWA, 205 @ UNFEANERF) ;
BHE4EE F, AREXTHENERRERMES, LRT 2020 F, RE 2021 4F; HELEZ
b, AREUFEAGEHR N T IEE N £, xRN BTIEE AR F F L R,

® EZSFX

ET “EEEFANE RAREENLAXR" WELS KNARATHTE EAKEEH
M 5 RBRTEEEMET GeneMail R, (kb)) . L EEAHETE
YourMap®, #ZX &, WA LK GETANRENELFeMNEM. Eh T LFRE
FERNBENHREFEER, AEREFAETR, GBEFNETRAEREZHT R, WH
R, WHFIRIEE, WHFEALERE AP E L, RAHFEEANEHATHMRE,
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@ ZEEFMA

AW EHRIINEEFACRGHRAT QATEA "EEE" ) e otFr o FARE K
K, BEMBAMKMBE K. HAR®). AN HFQF L, AFEBRTEREA,
REXFEN B AN, AR NATREUETHREH. Z R EEARRE N EAH
RTELES., FATRIIAFEARDERE, BRLEE.

ARERZEBETEME W AFRFEF T ARETFHENRXFELTWHET K.
WE R REFEN, FARRENZEEEANA & AN IR, B kAR
BALY R & U T A ERAA A A SR ARE S B H, FOdAHE oy 4 R AT
STEEMAY BT REEHKYE, EEEAAREEE SRR M R BT ETER K
PRAE,  EL WA 75 9 A AT AL Ao s AR R HE 2R T AR 8k SR 7 A (T 3£
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2021 HERTWIERH

BE{TIER

BEITIRIRSE X

EEAT kR - A, BT RWATL, fHEKRERARZNR, @Rt fm A% R A4
&, —JE, EEATVERRETIE, SA%XTE ENZLFLEME, HBORKHA
Ew, A—FERET "£a@EAHE" B, EETLERAEEEFE &AM EHEE
B, PR R B WY R bk e B R K (e AL R A 3R LB B K A A
B .

RV HAREETERFAN "B, “H A FT . BT WAER, BF
PCR. M7, XFHEE, HB®RESE, "% yEEEE, 57 NUEREESKELR FKI
MR EEME EHARUNA, AHERRESERET BERKTENR, WREGEEKR
HiE, MEEAWES, T, RV FHR

E 1 ERTWHEEENX

A
FoiEE

- 3
i)
i
B
X
-
&

ICT

MWFRSEESF RSP R

ATV IEEEEEKH, TRALSFOREEAR, 75 fop KRN BHRATE,

P
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® ABA%E, ETHFFIRE (EEE A, WM/F. PCR. A¥EE, HBRBES) |
A% E, EH A K. DNA FMEFER, R @, REHREENELR, FA
EREZUA%, MEFRR TFRESE KFERFEWRAT L AEGRE.
B A 23R E A F R A AR A LT U A AR,

® AFEEE, ERE, A 2014 FX4 kBN (NIPT) /& H# b bk,
EEWEEFRETEEFEETERURF GG %, ETERCEULEE A
. dPCR/qPCR (¥ PCR st’X X & PCR) . MF . FiE DA £k & K
A FRBRAES (FlinTENFP L A, ZRMRAMN, SEH &
wEHRk, B2E. RES) , WEAWEEEGRFEMEELE (PGT) . NIPT.
FOEH LY CGRmEERN) foEEFYEWRIRANE ™R, HERTHEUE
HiET AL, ETH - REERESANEEH BT ERE W ARM, LA THRKRE
P B, 230 E W HEE 6 K. DNA $3E 764 B £ 5 K I B

® ENA%EER, MNERPFMEFEMIR. WREEDY. REMFE. DNA 7 EE
. KU TFEMEFARL, FHEEETLAESHSHE 2T EMFMDH
T RERE R E A BT BT AR R T W3R

B R, ZEATWETEMLTFFIMER, HEMEKRE, LRZTHRI, @GR
R, Thfky, £E2HHANMRRL R DARE, KNEZUHZFEAHNAE, B
TEH R RN B

MEEAT Iy =y Rt B R, FTUBERE AR E: “EE T A s EET

—FE, “HE+ BREXEFUNEENEERAR M. RXHEEATETAEY
A, BBRFEAREF—RELHAR, ARHEERURSE S O EEE N LmKS, EE4KIA
EEFERTE. Plin 2020 FEREAEAERINFREKRER, 2019 F 5 Fofl & o i
BERITVEREF LY, 2018 FERMpFHERMELY, EWEEAF LR ¥KE
kP AFHRFAEEERE, ZEFYREGFSVRERTAE, ZENEHHIFE L oHE
Bo XMEBNBERBEHH T —RWBERE KB, EETVHE & o @REXRIER £~
fokefh, WEE “AHIKMT WAME R,

B, “+EE BREFHUSLEEEXEFEVRE R @b, EWHF 56, K
PRSI N ISR, EEAREAS LR AR REFTEAE R AT LE Rab,
Plimke ok, WAL HBAEEF LW, wmEEE, £HTRAETALREET S
etk (ElHealth) , *4F K@M B H A FEHE LW,




2021 ERfTVIEER

Bt

R BT, ARSI KBRS, EBETRRIBARBZA, HETHERE, K
AR AT M by F AR 2 A BT A K BT (EMBAR) FE, EEAEKEEFFoir, 1T (F
RBA) FE, EEKBEITHEEE,

1 BERTVAEMIRE

BT ( £ AR ) IT (5EHAR)

EAHi%
FEARALIE q T {4 n 3R

\ dPCR. RT-PCR. 71
AR IKA . B

L A A T epU
N BT E DNA A ik
i ZL%AK}%;% AL RENL B i S FPGA £
T
S
BRI A ‘ -
oy / B, kBB DNAFARIRE KEEEE zﬁgﬁ‘%”“
. EBEL

BRI

EEAT AR KK, BRETAUHREARS, T£—F, EEMXBAXFHEANRK
W, RELEFEX—&K 60 MALLFRT GF@AENEAHL) , UTHEEFFEE
BEAT AR R BAR KRB, AN EHELF — - FE <

@ ¥ ) zMaTFAREY: WGS MA TR, FiRZERFARILE, SEpaR
BRERREE, ZRUFBEALEERERFH L NE, SHTRTEREEN
KA, B NGS BAAREA = &% 3K 7% FDA #h,

© EHNEAFE D A RERMNF RN E@MAT, FEEHHRE. LRI
AR R B B T AR M A R SRR, R R e 4 L TE T DA
B #UR 7 7R B3 R

® ELAEWNE: FRWNF R AT E M 2RI, FR8ELERIHARX
LA mEERN, THEZEIANFRELFALEARENZEEL. AR5R%E
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Tk A B GTEx #1387 2k B A% e oy b R4 A Bk B 41 /7 7 09 ok R 5 R K KR
AR A K B,

® T LT A A ENNTF G LB GRS AT, 2020 FFm A HH G
CHERRXWEF B FAHXILMFN; ERFEHFENFFEHES RE, EHIHA
BT B

® FELNITX @b FA% (FEHE4, X4, Ba4. R#EA%) . 2484% (X
HALMTF+ ZEEZANT) . BTHT FEXXHE A, IXFHN@EE, il 2
Human Cell Atlas T E fok g A EAETUE %, HEAEARRERE LA FHRRET
BE WA,

NAHZNRZREE

i T 2k AT b 20 - 4k By SR R R AL T T I B, A BT B 37 R A A R R
ETWHRH. LR RRBE, ROLERTLN AT H = KB

&2 ERFUVHNATH

A S (EERM ). R EE S8 (R 7= ar & B AN . B8R E R, H DB

N

PR ), REBTE

P DNA 473 7. DNA A3 72 . 47k, DNA S3EE (4 4

e REARERAT AR, SR F. FHFE. b ARNEREE. BETRE
e —

He, ﬁwﬁmW%%EMMﬂﬁ%%@Aﬁ&ﬁ%ﬁﬂ%%ﬁ@@%%%@%%%ﬁ;

RuTHEAREN R R, ERETREHREIETRE, RAXRE b, EFXTIT,
%Eéﬂﬁ%%ﬂﬁﬁ%%%&,mmﬁ%%?ﬁi%&;ﬁ&i@éﬁ@,i%ﬁ&ﬁ%
FREATIER G 6 EBEAR, EFR@E 7R, FHZAHE. FrblE HHHL RE
RefmAREETE, HIBIT b, b, ERAFEURERTLHS L TN, EEL
WEHE = HD
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2021 HERTIWIERH

=l %

RETERAFOH, REMTHFREK, BRERREA "BR”, ZEFLHEEL
ZAMEESN, BT e & E &K,

B 2: ERFWVEREREEESR

BT £tk IT AR

DNA 724% (376181 ) Wi AN A
EEIes  uomAny

O SR BE MR
s ATER (Al)

=i ‘
ML
(@) Xfﬂ”%fi gﬁ(g_,f DD1LJ§ LT@H%W ( all ) A %_friz;y
ORLRSE EERES e

o ; ; : % 3 aws =

tpc Ml @ Frus W vemme MGl jllymina 10 S ZBEE nspurmw Google aWS Z

Thermofisher (@) Prcai0 Ofianorone &BD A=
: : e
: ERRE ap ; & REHIE
: ey Nevogene  ARorot®  oft e ecianet 51 !
1 e 4 : ; E
: S8 Yeum sums® Yk DPumes Ykon
: A nEicE [ - sorycenomcs A '
: EHEIZHT (ks L BTEE @ i J‘F.;_,'ﬁ-:;.i i1 SENTTRON 4!!!1!!@ ’;':::*E* | n
H [l Ea. i iy Gapete cS: =wzm @ natera #labCorp @ FOUNDATION . ErfERl
E Bl @ocuwoanr GRAIL KARIUS  (ID-DNA M 2EEm :
: GEN3 e, e
! HESAF (snms) BHEE { FosUNKite % 9MEE  OBiOusen @@_‘%ﬂ SoiesINe !
i INERE ssynTHEGO  editas Sangame |
ettt ettt ettt ettt ettt : AISFENRE
E EHEAR (Twiss) e * [ ;
: SR THIST e QEIER  hEE  Sofymetnw it |
5 B micosot $Me 0 BGIEk illumina  ONASCRIPT e i

5G. X5k

EERE

ERER: EEE

MEHMERE, 2020 FENEETLRAREEEF 127 £, K4%5H% 386.64 1LTA
Rofi; ESNEEATY £ 2020 F R ERTEFSL 115 £, Bit@i 78.64 L£7T. 2% EH
W ETHREN— R, 2020 FEASZEES LKL E 13 28HW, ¥ REH 484.7 12
70, ATL KB L,

—
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2021 ERTVIEER

MABAR R K E, NGS BA B K B A H 3% R #, M/ Panel X & 2| X Panel 2 WGS (&
FEEANF) , #TW4Es) NIPT Plus. MOEH L E B oy = &k, mEMBES (mNGS)
W R AR B0 BT AR I T NS BT A AR 5 B IR R 0T 2 B S BRI
AR qQPCREF EREVRLN T K EERER; BRMERFHE—F XE, B DIC (H
BEEEEE) EERN. SAEMANFRMEFEF (Microarray) %3 & KT .

3: 2020 FERERPIHH

g r
I

ral
v S
o 8 A

MHFE R KE, RECKBEEEE R, BREESLHT 80% RELZ FAKLH —
g3k (WHE3) . RFEEHEEZLIT 2020 £ 1-12 A e K HIE, B 127 REES VG
FEMHE, m. EE FIL ANFS WX EARTE AL & BE 75%, TUEH X
R,

MR ERE, BRI EETL@EEN = ARTHREZEE DN, XESEAREM LR
EEET; BENWBARSEPEXEDHAAR, H4 70% b b BbEFE, &E5
FEWR S LR AR AR, o BT ZEal o fo IT 28038 0 o bl Bk — 4, &
e —F A2 R T B kA A I

R T RNETE
ERAT U EER TR EERRKY, PR ESHR s S EH,

AEEBOREM T E, ThPFERMEAEMR, AMEE, EEe (EE, K,
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2021 ERETWVEEB

HEE, HIRE, H—NF) . ERAFAFNNFNERSE, FEENE LN EREL.
WNEAE, TR E LR E B E R R, R REEEARRLIAEEEN
IR B MR, WP MR k7 e, EEAREER G RE Z &K R,
P BB R, A NIPT ZJ5, HHY TR GT KB L TR, LS E O
Z4h, M. HEME. R R RS LT, WREREES, REMENRN, HEiF
TR % B R R S E R R, N HEX L, mRSHT A Z NS LDT
AMBER IVD XK R EY, LT —EAf “BTHT F & #iGy KEE AL b 556
BRI E AT EE E 4 s, BEFERANFRI e, hEFE T EHA &N AE T,
Bt e AP feAT b A SRR WA I, 2021 £ REEATI A, KEIFBAR FHE4A
SRMEART G T\ RE—F oM, KB ARFRTURSARBETR, EWZLw
98 WS R A, KR B R & S EAAT L AL AL

‘ 22 | ZEEE www.geneclub.net.cn




E— 89

2020 FEFE T RESHR ©




2021 ERTVIEER

1.1 RYFIR

1) BRFE
OE LS 38 X

2020 FH AR FERARATIA Tt EfFEMEFIOR, A K2 E AR E
AR A R A R AT E AL DAEEBN P, SOt R & PCR BOR A 2eat iy 5 2 2L B 417 7] 9%,
HMEMZBREMN KNG RLETE, BRTERRI AT AFHFORRE, &N EAR,
B LB B RGO Ak, CEREWFT WNE R AR R A R
T 2 i R 0T 45 7

MARKEEXRE, UWEEBBNREGEWBEAR LF 256 Kek g E, 2020 F 11 A,
*EERARELEAH LA (NHGRD 4 2003 £41 2011 )5, BELGH RN REREE
Ml 2021 F 1 A, *xERFYBLATARETHALEEHATRNB OB FREREST - 2
& (Eric Lander) £ A EHHEHK AN E X E R FE GZIRAL G R MR 2| N B
ZA) .

RERN LA FIE S KRR, KX FEUFR, 2EBRFAERBRELEFHINEBE
% 2.19%, HEAFTHE G XAHARH#S A EFH KN THREHR, Tk T AT
SN EE A ZFE KN TH) BEHE 59.5% UEFEFARKMAENE ZEAKARE
“THEE” AXNENFERANARKBEET N2 —, REAREEN E e RN
B, B ARG, B E, AT A, BHEA K, AXRPE T HEERA LA,
2020 F 11 A, #8218 (RR) 2ELXTINFERELNEEXE (BRFKHE W
HeREERBETEANA) RE "EEMENREE. XE¥. FEFS4L R FH L
R, IRARK G HRE TR TR AR H, BEENGEEMABERAREXRGEG LA .

@ “HER” FET "BT+T" WK EHE

AT ANMERESMANE 1998 &£ 44, 2015 F A4kl AT RERNFIFE., &
ElZ 2016 FHh s h 8 5 A AW 60 F A EERFIFF %, DA IE XA Rk m kA K
LFRMEERIFARE Y E AR AN EEEREARESENELESH, M
2020 4 “HrEE” P SCHA. ATHERBABEFOELES, HREAE AT H —HE
ARk A,

® B A & T A K BUR
FEEATI B R R BRI RISy, B, 2 IRTAT A Aok M AnBOR BORE R i e 24 K
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IR R EAA AT, FHE N R0 R R T,

AFAEANFEEE S W 7 @, 2020 4 FDA #6787 # 2 £ T NGS # & Panel (XE44)
WRSERFHEOW R, ERE, XFyr@RfHE AT EELT MRS (ZERZED
S H ) % AP B /) Panel B Fx, & T NIPT 4hA8 %t 732 6 F 69 1 )R £ B 48 0 IVD 7 &,
2020 FRERIABRRZERAEZNA (MBH G REAEEA AE GRID ) & G
T B 2 e R AR J8 RN (2020 40D ) F X, XHAFEE, BERXRTEREZLR
VAT, ERSTIE. AR ERG&ERAH P FHTEE R RN m 44,
FERAMFELEEXERN, FAEFERAEFTTFL,

EHREBT 7 E, FDABZLRA T LR A HBT R s, EA#ET mRNA HFEK
W LW, REE s g AR KHT T 90, BXGREEEERSEFITHL (CDE)
EREENAER LT R EERENER E, BRT GEHEBIT F &G FFHE 5PN AL
BRN ERELR ). BA, BEXGSEEECERAMERRLA LRGN EEELENF X
FrofE, HUE T i gdE A R H AR,

& 1.1: 2020 F5ERBEXOERBEZS

P 8] R BUERL FERNE

JERAER (RFA2ABLET REN T HREERBETRELERMNFHNTHRETNET RSN

2020.12
PRI R HTUE By k) TH, GBEMFERETRERD, HEANNALEL.
KRB EAF Y, ERABRARE . AREATL.
EWHEHER G &
2020.9 W BT (RETE S S REMMIET . THRBT, EENF, EREHE. XET

R AT B R
e

o020, e g CEEEE S AEERR  SAREFTIMT AL KEATHM. SRAMETT .
’ EFRERRELEATRAR ) Ay, EELT. A8 TREHEARFRENE A,
(EFmbedkdgar bt BREFLZERNAET L, 805 E RN A EE R

2020.5 K& TR
ETIR rmmEL) Tl . B 3557 7 T U

KR RIIER . EREBT . TG R LIUR A

HIERER (XTHRIAFIBESGFZ L FPFLLE, EARGETHRELGED LT 4D,

EZEEHT HHAEAERWETEL) FRAFRGWEARE ARG, EXREHILEY . BEkY

M. FEEEIT 20 An g LG T 20 4 P S R A R P b

FREREE (TR E B A i%ﬁﬂﬁﬁ%ﬁﬁ%ﬁ%EﬁﬁW:£EW?ﬁi%%

2020.4 REEABT BRETREERD B, WA EE L, ZHEFATTFEEDELL Y
Rt A, T A 2R A B 26 H KR SR IR

2020.5




2021 ERTVIEE B

2020 %, MKRHF BUFBAFB AR EELN, EHEBF VLR Lk 1D . &
BIRAE REH R EQFNAE, \BIREAXHRGEETERELTOHFLR, # (FE
MABRAEET BREEGCHRLRIETE) ALK, BRIAF. CEBRLETHAETH
AUHTEBRRBRM A THER, R “BREM” RERAABRDBRENEL
N2:5) -

HR B, B R R R WA R B — PR, DB A A EOR Rk B R Rt
BT RRENNE, RELEDFVERERFHA K 202057 A, F+tZBLEAKREZE
2F 2T REVGT (FEARFFEMECER (+—) (EH) ) #TTHFN, dREEE
ARGE, FEXREMEABRARRERFEFHANFEAFEE, BE 10 A& (£
ZhE), CRAXRBERETRENNZLEENNLEE.

AL RRERTE, KEXTAREE R 2ERGR T QAR LT IERASN &%
22 ANMMBR AT (BREMNFEAGERSMNAE LA TERER) (2019 FH4ELE
FHRE) B, AEERNKYE (F) #2019 F2EH2P06HwE#R £, BaE 200 £ 240
MAERSERET 4 8 (R EEREEANARENEMERER) , &% T 2020 4
WA EFEREELEE, WA, PEANIEFS, PERFRMENFHART 201946 AZ
20204 3 A, #£FEERILT “BMAEWANF SN ERLR” EHHAXRM. TEEHTREF
SRR T AN A RTIRN 2T LERUR KAV AW EEELAR, REABKT Bz
WK E S RF. DNA B G 2 E, & 82 F 7R 848047 DR 50008 & % AR
0 (BAEWANF 5o & RHR) , Kk T 2020 F 44 TR ¥H,

2) BHFRK
@ ARZFERT, HEF LS HEL

FRAKE. 2RBERAREFEANESHE R Kk 2020 FLFEERTH T, #E
FReEmE4 M8 IMF) 2020 4 10 A & A7ty 1t 23R 2 5% ¥ K8y T, 2020 44 %k GDP 3%
#H-4.4%, X7 IMF B E#EAFAURMSL2REFH KB R ERTN, XS ZHFEF,
P EE IMF AN A — L AL FH KN EEZ AR, FITHK 1.9%.

2020 4 % B 2 5 09 K RARAAE B _E KB T BOR A0 I BOBOR B SO, DR 2 B AR T
MEFEHERMETE S, L, REFLEAE RN TIFREFRTRELEZA,

@ 2EF “HAEH” KT, EEFIEARRA T 0K

EREBIER LW ERT, KE LT "WRUENAEIA W, B W E AR
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F—abn 2020 FERTW AR EER

HWFREE R R RERE, £ "—F %" EaE, 11A, RATERFEH, BRAAT,
B2 ISNEREET RE2TAEFhHEX A€ (RCEP) ; 12 A, #HRZFH KA
The HEFVERTF 2L ANRETENRS S, EFHHNFZS, THEIFHREAR
oAb, Bl4m, RE 2020 4 6 A 30 H, feAEE &M H RN R E LB E A 180
ZANEZAHK, HAFHELRAN RN & R A T 3,500 7 A, &R 1T A #H
TAZBA MR A & PR T BT 2 AR EREN KA XBER, HXRABEEE
MARM 2 30 ZANE K Av i X By 7 2 3O% 6 B 4%,

© AT 3¢ & M BOR $% 1 B R Y 1 2

2020 %, HAWHREULEMBE AR KN EWBEARGE. £ YourMap® # 1 &,
B N EEATL 2020 Fa % B4 127 8, 45K 386640 TART, [ KMT
100%; E4PZEFEATY 2020 F A =L 1158, B@ER42H 7864 1L£ T, 8 2018 4
BRI ETHANE E, FETEAVWHREE_STHRKENFHEHR, 2019 4 7 ARAQRFF
W, 2020 4F 10 AE S 54 A 2 TR R MG, H— PR ELE LR ENHEDHAL
W ERAT . B RAEWBEAR (B 41 RERBEIRAR) 2020 F4F R MKKiE N
31.9%, wE TR MEAEFEKKIEN -3.40% #HZE 2020 F 12 F 31 B, #REMA
BT E% 17,955 0# T, 2020 F 6 A RE LM EAESVZ AT, RE EFHEME
*E ML, BE 2021 F 1 A8 H, AT EMBAIEIE KR 5000 & kK, ¥
AT T K4 S E R B KGR T A A

3) #H&HE

B ERR T REXELRE T ERR M EERN, FREESEED IS k438
HEHLE, W RRE LR EERNEREA, 2018 4, HEAE T &S Y X
1.6 F1L7T, Xk GDP# 1.7%, REAFETEALETEZSE “BRAKK ZHEA. &
E4RAHE (RUEN T ARG KE 2020 £ THFEEIEES) F, “WEAETAERK
REWR” WI N E—4, ik, 2020 & T AGR P L TENL K LH 4566 070, ERHAK
HAZENELALEZREAER. FERER. 2FKRENHBEIERN | FELEREEH
MM, BRGERALTANAKRRAZERRGERZNEZLA R 2, KEWFHEN
Fod K A R I Ao A R A, B4 Bk &R AEM ). BT EFRR P
T 7 IR 45T 4540 X 7 4 R E AAMLA,

HEE www.geneclub.net.cn | 27




2021 ERTVIEER

1.2 BHtitRR

1) #r ey 2 Al

2020 F£— Z 7\ H WS LAt R A, B, ke K F K I 8 M DNA &,
2020 £ 8 ASI A% M ¥ XY REINME LS T LN T W4k DNA 44 (G- IR, H4k G4
M) WBEE, FRANLEMNERETREBAENFTRR, XWRET DNA £ 47 6k £ 4
R T EA LMK,

2) $UFHEARRMBFAE

2020 4, WEAE4, HFXHA BARA RBMLAFEANN S HUFHE InE K E
2020 4 2 A, Nature KA7 7 % Bt 5k 42 W 09 6 i 25 T 40 PR o o 8 —— 32 8 2 6 IR 41 #F % T El
(Pan-Cancer Project, PCAWG) , # % 38 MEEXR, WEL T E KW JEIE$HE IR E,
10 A, AREamRAITXl (HPP) RETE N MEREAXZARAFE, &E 90% FllE A

B, ARFEBH MR E 2R ET EE LA,

ERIFFRER R, BN FEART AR B Fn AL 2, AR FRE
FRESFNFTAA, HE DR KRR A T B2R &R LR R H. 20204 3 A,
Nature 8 T #f VT A 5 35 B B2 B I 22 ] A2 20 LK P A R g e i oy B 8 R OR, Wl &
FHEEANGBTARRE, FRENANGARN T AW E2BAE, 288 REAQ
JE% Z M A R oo B k. Wb, RARSAFAMBARLEFRE, AE—HFUAFERA
M+ R, BRI R R, XA+ RREE AW AT, NE—H
Jo 7 2R M 0 MR A R Bk R, HERT W E R

Tk E R HFH K BT 2020 4F 6 F % Cell Research £ X k%, RETETFH@MAE
16 g 20 e = 18]k A 3% CSOmap, Z 4 &G WHAR TRAE - R LIER, HRERT
— AT DA Sk T 4 R 2 R K A B A dm LR SR R R AR AT Tk, R T RXFEEESR
BEHRSE, HEIAT RITEY. oA E RS TR, ENTHRERFhE, FTH—FK
ANEREAEFANF RGN FELENEFRREAEEE N, e WHARHAXANT
2020 4F 10 A # Cancer Cell £ R FRER, FLIHMHAT — T8 400 3 B 41 Fn gt 4 04 %0
FEAR, FHEREMS ERFMART MEHAEUREF AL T RIZAM, AT 4% 20 1050
TR 20 e v A TR A TR R 0 KA R R F A, S0 B T B R A o R e e A R R
B, B e B Fm EALH R FE R G AT Z R R T EA T ERANN UM, KRME = E
W 40 5 Fo B 20 0 % 4 R B9 KRR B — R E e L A
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F—abn 2020 FERTW AR EER

3) WAEHAFR

FRAENAEBRANABEES R EDAFRTHUKEKXE 2020 F 11 A Nature
Biotechnology &A1 T skt £ M4 (GEM) XHEAEWE, KL rmaEHhE4ENARKES
MUY ET 44%, ERFRAHMAENASHERAETES T NLE T #,

Flof, BARAAR"BE_HAEA" WHEEH, SRRKE RRMER)EEIHEX,
vk, R, MK/ ERE. FRZEEBRES, 2020 4 5 A, RF&T Science #)— R
FRBRRETAEANLMBERXINT KREHE, WETREAMEERE, ERTHRETE T4
B R R AE B9 V6T R, Nature M, WxTHPAXMEMAF Ry AWML T L
1727, BFEZFAEANEGENAITR] (HMP) %5, AT HAE 4 4036 AR5 fo kA AL
HARLEARSE KMk, ERRNFE T, BFRATFGRE N1, Wi, 5%,
WAEMFE, EMEFTEENFE, BIKETE, REQTF, MEINTRTAMEDA
B B 2R B AR 4

4) HEMEEAL £ 5HK

Xt B A8 A 2 40 B 58 B TR AR AL o 2 B A, DA RO E L A AR R R
“HhER A 43 F 41T %)” (Barth BioGenome Project, EBP) # 2018 £ EX B3, iT%l 10 £ R
SHER EFTA 150 R AR AN A EAHRATN T, 4 E Rk, FUHER 47 LET,
ZHGP Z 5wy “T—MNEMFHEATX" . EREHE, EBPHXEhE0HEREEE
HEBLEZEMEELHY, XEXEMENFECTRT K ER., T, ETHERET
Wy % Ao A0 R B R B R

2020 41, MRAFHEFERFRBEAGANAE “RA 5" HEITHENLEFET, Hir
WKERANEMELT E, LHEEEREFEMSHEEG L, HARYSHRENSHERT
R EHEE B RE N, 5 H, Nature Communications % 77 /)N 3 ¥ BEAR L B 40 % KR,
Mk — R RIFEAR R E AR T EEE R M, 11 A, Nature KA T F A B A EH
AR E MR EERR, KKT 363 ML XEFAHE, REAREEIHEUREANAR
Wy B2,

5) FREEAFX

A B GIRNFIR T Ay BRI B A 8 R B R ml B, AR FH KR AHIRFLE
E& ATk, 2020 F 4 A, TRk H R AU B ARAAEA TR ChinaMAP, X447 T &
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2021 ERTVIEE B

HRAAEN T EAHGRELERANFIRBHAR R, ARFNFTE, WG, REE
AN T AEERET EERE, W, SHEMNRFNBEEEEANTE, HRFIET
TR T 7O B B FiR &4, Ao B AZA 5 A 7 o 2 5 71 2 A 413 b X 7 B o 4k
T B AEE, T A B2 L B A B AR R B S B IR EE Y. A 2020 £ 5 A
K kA Cell Research Ty KA E R4 (ESCC) wEBHFWHEEAFHE KR, B
T HE R R R TR B R T RE

20204 1 A 228, REER AT HEDRFEHEEE, JHREF AT LR A
RPTREV Y E R £ &0 (CNCB). B KA H AR #8045 0 (NGDC), FETF RKHEEA.
REZAR. BAROANGRUCRTEFE T, HimRe It RRE0XRR. LREL,
PR A I, 25 A K DA BT B B SR R VE TG 5 6 T F LR B T E R A,

6) EEAHWESEAMN
BETHRENFR AN LR, & DNA TR K BRE, HEHASHEA KR,

B DL BT S A A AT RR AL AL S B T ASE i Ak R A A i 2 E
FIAE, 2020 5 A, $HIEAE R XM B EA T Science KR RR, ERERKERARL,
FEETABAEE, ZAMN AR ATR, IRFELIRBREXNFABERTLE Y
ABEAERABE T ERTM. 10 A, PEHEREARRBFARTNRE Science, HF 7T
RERAEEAN 10 TFE6 FFH, £ETHE 457 FH, YKPAETETRTER. 11
AEGHREANE Cell FIE—THHXEAFR, BT ALER S ABREEMNEE, &
WA E ARLEEAHIE, BARWT A TERGAE & F U407 E VB R 7 X 5 ER
ANBEREFE, FaF EHBERXUNEIT S,
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1.3 BRI

1 FEE G &=

EEHYE £ AT ERNF, ZEE . KT MEEPCR. AFEE, MBAEFHA,
H, MFBOR R A TR e KR T AR SR A L AR R AR

2020 4 7 A, EFsmi skl (T2T) % Nature #3# 7 # A &%, #|F Nanopore
ultra-long, PacBio. 10X Genomics % % Ml JF8R, a7 41 %K H o Aok 2 ik b9 Bk 0 A
AXPpERTRE, XAEETEALSELEAFIHET XE—F.

EEENAYFRESDT, KiEKMNF ONT F &7 Ik bk 5 Ani ) 8 3R R R R,
RAKFHKABANELT ONT F & L WAkl 7ok, HRERANFE 4 /Nt H B R
JB oo M3 B BHAR I COVID-19 Attt 10 K% 40 &M FR#E /&, RELMBMET H A
JEAE # qPCR 8 100 &, #a# 1, #it 200 & MinlON % Bl 7 3U&E + B % %,

HXHEENFUOFHL, Lirks AREHFTRERESZHAGEHRTT 284 R, B
ENFHEBEENETNFNE (B) BEENEFZABENFN S THEARA S b EEEL
R R R EREA, B A B s B R AR 7 %, [llumina & 2020 FH#EH T
3 B 7 % 4 NextSeq 1000 f2 NextSeq 2000, Ml KT XA HEE—H, HHMEE
T B AR I B B AR AR e 7 %, 4E K% 1% DNBSEQ-T7 & A 23k & [ i3k 43 Bk ¥ CE-IVD JAiE
FHEEFHREMINBEREXENFTE, £ EEFH, %A% MGISEQ-200 £
2020 F R T HH, EREERWATGTRE, TEBRNEM L, ARTRE REK, AF
REE®, ERNAE . BEOMFO, 2020 FEAEHEE B CKBIT FEH0H— %
REK, B EHKH MGISTP-7000 44 H# # 4 K ZLIMS £l £ €3 2 i K AEH A i &
PRETEEEA,

A e BN E G A By R R, £ E A F A FE GenapSys 4 B A B AR F K T,
TN KW T AN EEBIEEMFN, A BBREETE (CMOS) ¥, ZEX
B 5T, EHEARMA LT —KALHKAAD, EN 10,000 X7, 24 /N py B R gEAE I
1000 77 4-F# K Eik 150bp # reads. FHAH T 2020 F 9 A FEE — 6 8 EH LMW
Z9 K FLZE B 7 QNome-9604, B &3 KA K. M 7 . AERNTIRR, M FRANK,
DA /NI R

AR RN ARF R, EFEFERRIIAREET, BB EERNTHAEY EHE
B MEARFRE, 2020 4 K% & H )L DNBSEQ-T10X 4 ARkt “AABIE A ¥ —
sERMR TR, BRAFEREE 20Th (4 200 MHREALALREA) Wl FHiE, L
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AT FFEET AR &R E2EEHAN 7.

B E AR K AR ARG WA % BT MR L B X E LR EAT I R R SO A
WA R MR LKL MER S ELE R, 2HF, —RUERHT PCR 7%, MrT
& 545 PCR & St B 2 g AR U 3 DA IX 29[ PR i By 5k %, Bio-Rad & B Ak #k ¥ PCR — AL R 4,
MAHBD T AR, RELREE, BAdSL/MNgafEd g%y PCR, &R T
B UERSE. HAER BRMNAERS. KREMKAT RO NR T F, FAERED 28 3&
M F PCR A%, WAMMET B, WDATELE,

2) B ¥ i AT

M E, HRFENF A HERTRIL TH, Fh R EB50, HHEA
AAAHRENFER XM ENGE L, HTAB BT AN F R B, 3 BRI A2 T U
A AR KW A, B E. RERMEFLM, HiER, KAF - ZEX RO %,

RAIBLTF NIRRT I ZIERFEH A MO EZ LB L FEF R B, R E S IE A
Hy Bt B L3

@ XENHSHRARTEN2ERZENRLLBARMNARER, 2T 5N
FREHAERDRBERRER;

© %4 FECA K FA M B A KA FF K, #it WGS #2 RNA-Seq BE A4 47, Anig T 4k
YA KR S ol B AR I An S R D T B

® ACMG #1 ClinGen Bk & &£ 7 &N CNV #izdm, A AN BT RWEmMH T
T I EAE A ;

® U\ HPO AR ERWATEMNRAE & BRMAET NLP th E# XA EH AKX BRAE, 4
W E KRB AMT R, RERATRERA 5 HEE XK AE;

® £ ANNARF, kﬁﬂ%ﬁﬂ%%%m%iﬁﬁ%Rﬁﬁ?ﬁ%iﬁ%%%ﬁﬁ%
G AE MR K HAEE CTEX T BN AR — RFVAEERRA, #H—FER
E ik bl ﬁ#%5%@%ﬁﬂm%?&%%ﬁkék%ﬁ%%éﬁﬁﬁ

3) B ¥ym i b A

© EED W/ W AEA

B 2014 &, L7 EERMEAAEY EkEHEERAFRESZNA. 2BE MG
8 PR RS T UR ) E AR E (PRS2 F A0 7 R fn i & A05E) &,
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HBREFMAAETFAMNFRANE RN F, FEENGEHERETERRE, #ZE 2020
FEN12 0, A% BitfHEZE 56 74, HE 2000 £ 6 FEE, T4~ EANE T A 25K
4 B R RAK I L E K 1:16.56,

@ FHEAH T Mg 507

FERE I EGE, FRMENEFREWOHMELAT ARY A, B Grail. EHEHEE.
RS, WA, e ES. BRARE, ARSI KT ETFEUOEREE R 5.

© &2 FH A 7 A Tl R 1% 2w

EETERAENFHRERNFTE, 2508 FHNFE 2 E 40 T 5 F B # %ok il
W%, 2020F 9 A, I REaBEEFNAF2AA (R E T 40 7 3% 4 K igfofi & A58 )
B4, 10 H, Nature F¥| Genome Medicine | & (5 Ji 3% 15 7% 1 W7 o I JR 2 2 B 40 0]
AT RELE) o 12 A, # llumina R XHT, A4 AR T e ERENEH
G KA E AN F, DARA R R W ah B & BT %

@ KBk A b A W R 2

WA KO PR R kA BB MK+ (Structure Variation, SV) Z£RW R %
BN RE R R AE, FRPOFOATERTEADY, XERKEKNFEAKELN
W Fr e, 2020 4 7 A % E A% %4 Sequel 11 M7 & 4t £ L HiFi # X JF & SMRT Ml 7, %
AT EERNFRARNENE R RERGENE R, REGFERLNWE LT RBELT LW,

© # F 4 18 A0 2L B 6 Y

2020 FiE N RFRMA S T EXERBERA LHE RE UMW AL LB FR. EHS%
BARTRER. BE. SEBHEETEEA Z0IEREF &, 2020 FEEETHEAH
BAWHE, 7 A Nature % % 7 #4nik (David Liv) #3& K a1 - & 1 % — LI &R
DNA ¥ # 4% 8 2 F LB, F A, Nature Biotechnology F| X #t% ¥ # it vk 1% I A &y a8 2
%% T B CBE, Mz wils4 48 Mo A /% C-G Ak i ¥ 8y 37 T2 GBE/CGBE, {33
WEBEANTNE. 98, BHEAENERAREARARRAEZATIRARHEEBHENELRE
G 307 . RERBOYEENEMA R G R HRET HWERS A,

BHl, AEHREERBT T ETERAZ N RARERETENETNA, LE2EH
WK L by Hakftmbd, AFEREEomirr REMER B- P ER ML) |
AR Z BRI, Leber A AU BFIE 10 AEFENER, AEH#—FHEBTHAR. 2020
£ 11 A B FI HA 4%k KW H % A R & Science F Tl Science Advances T X, ¥ K iE L
CRISPR/Cas9 # 4t ¥ WAH 2k 7 i1k st M o 4 M (FROJ BF 4 B Ao 07 5%
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® ZHEFEANF (nNGS)

2020 F 11 A, (wHERFLES) ZAT “FEEEEAFE QM FRAAN &R
TR R R R E KR, REFRAT—RMF (mNGS) BAHGE W & —F A M 7T & &
(CEXIE V& TN

(D DNA Ffi# F2 DNA i+ & 41,

20204 6 A, *BEMFEXFLT —H 2% DNA Fi 24%, FTROEARGBEE AR
p (PCR) #1F, #iREMEEESTHA M, W ETEA P EFHIFELE BT R E &
BAE . 2020 4 11 A, #HEkEA llumina % 15 ZALH KR 7 DNA H¥EF G5B E, DNA
FHALHARARBEREO VAT RAELEES, DNARFHI LT E RGN LT H
MR, FREEREHN—EIE, WHEHN—TE, BLEEERICEZ—

DNA HH AR AT AR5 I B, A2 AR % 8 25 AR DA 3 T A A,
2020 %41, BB EIIAAT 3 5 — 5 DNA 3T 441, )8 DNA St % Sk % %07 ~ #5150
1, TR F B E S T 900 BT AR,
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E—In 2020 EERTIW A BT

14~ R R

D FY¥REHE

EE W ERL T RN EREL RN B, BN, & TEETLETFERATT R
RGEARAZR, HREBRRBERI GRS, HF A F N R X A 247

1.1: BRI A REEB

A&E

DTCEEN
R ER 3 BEEIRES

DNATEHE - AR i ShisREEs T

BRAR
oe

s REE B L1 SRR g

©® L7 RAA: WA SRS £ B AN, 0N R R E KK A PCR. ML
A EE BT MEAENE A ZORELMME. BEoFHHRKEE, E&F
ZEAGEE, EHEX KRR BAHMRNXELEENHE, TENESE—
AL B = DURFE A B 4 7 .

@ Bk muEFMESHEELE ., HRRBERAEHENIPT. ME. FHELSH
(F#h48%) . BERHEBLE. PCT. #HAEILFE (NBS) 4.

® XAH: HWaEMEMIKYENIR, HRAREKAEE DTIC EEAN., Mg RE
R, MANARNE, AFREERTYRRECERLEE AN ET.

® HMEWKI: HoWIHhRITH. HRABERRCEERHERRN, & T,
AR BT E, BT BCRRT 7 S RAF R AT E, WL 2-3FFURA
TR
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® M MMIABEAGNE, HEAAERACHELZES K. DEL (DNA %4649
EHA) . DNA B4,

2) ERHAFORRBEEM
O EHRE

A E R E A E E 40T R R AR R E A (NIPT) Ao g AR\ T 3% 4% 4
M (PGT) o NIPTHEX HEERMATL EENMRGWHFLTE, FEREERNmEENE
FAEKIE, —#& b5 NIPTA-LRTHHH, Rt &% T 7 6, NIPT ¥ BT EHE W
NIPT Plus ¥ & T — MK &, TAZFMgAekfEEF M TR PCT FREmHK, W EH
FLE A A R E ST AL T, 2021 4 1 A@EI EFRIR

@ WHHEET

MEMRE (BNRUS, 426 {#nwf) . 24F (GTHUS, #4 10z THE) L,
Sk BN Am B, R T EAAE IR, FZERREAR, 2020 F 588 EIT H 0 K R T
EHEBRCRANUE, BAEK, BEEIHF TR 10 LTKH . R YourMap®
BAE, 2020 FREMEEE —RTIRALY 636 LTART, KAREHHDE LK
Eadb,

AT R EEY LR Z], B 2017 4 FDA st T & A NGS J& i X
Panel £ B AW 7 &, 2020 4 8 A FDA F Z E A 7l 06 M o 2% o 77 326 T NGS 898 £ R
TER R, A R B B R E A BT £ k4 J Guardant Health #7 Foundation Medicine,
¥ NGS frif ik e AR 6 — R, HBFETHRRHDBARM, 7 INE R0 IO WA LA
A 47 5k S ) KRB 4%, Grail Wig 49H7 ik 52 £ 77, T8 Mlumina X A7 Ol H EMANE T,
Exact Sciences .3 f& ¥ W Thrive B 1, # By T 46 58 F.

& E 8 K Panel H 2B ¥ @ #, 2020 4 6 A, TMB # %3k FDA #oEfF S 17, K#
# 11 ARE A4 4 TMB % % 3£iR, 2020 F4541, #AELE /) @8 E 448 TMB
MRA & CTHEABL LN FE) 7 # NMPAATH NG HEF BRENFEL @Y, £
o E YA E I E R 2 YRR HH E B NGS A Panel f g £ ER N RA S, BEAREA LT
A Panel,

@ MhaEma / EEEAN 7

ARERS S, REEANFZEE R TR L KEFIFTFEHE N ARG E B E
%, PEEGRMERESRE, B 2019 FRFEURKBREAKR. RE 202046 A, 2H
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BT T ANAHTHBRAAN Zitik 0041 F A, TBHEEELRIT, B R E H»0 A x4,
AELREF, HEEW,. RAEE, ALY, TRAD. HEER, AGUESKREIMHEE
2020 F 2t F#3T 6 LT AR TR

@ % ik FlE

LB FEENEE Y FETT RO RAE, £FHAxE, 2020 4F5 A,
EREHEETHTRE 10LETB R, 10 A, F£XEEHUR PO K ZHE,

Wi LighRaEmED = ke, BENNEMKERNFUNED, #EFD00SD
BT, W AY, FFRAEL FMEWFVRT R, EEFmAE (WKL ELT
WD mEZ ALY (FEENFT 4 Genolab) 7 2020 F &4 T B # &y B =2 HR F B

DB EGEmE R RO — L, XD REEW A ER s S EE
Bk, EARKIEA 2020 F &4 T X AF & Falcon, #%& T W FRAE B 30 04 R,
7= i B E 60%,

3) FWRTHER R 7 1
O 2aie

AR 4B TR AT 8, 2019 FHE A ELHE 113 MIXTE, 2% 6
116609 7 76, MERFREEEZRBHKIY., ZARN T EZEMAE KL, IR
WA E RN FAALREN, EEETRATRA LAY, THE. 2K HE TaRF
HMAFHAI LT 8, EAGRKES. Wb, $RrapBRATHETY, #7449
AR AIE, Rl IR, EAERHHM A ALETATEHNE, HAREX
# A

W KRR R ARE AR R, WAABARAE, RAREALARBACHEGRELAN
ik, BEEAREAY ., REXERAF. B S HFEHRRKRKIEGIZIEON YL,
#1 2020 4, 10x Genomics Y W K = 6] 2 H AN 8], 4k s = A E 4%, BEAREL
VinFsT (FRERMABSAY) . BEEL (RafAfkiE) , mAEFE A RKIU,

@ A %E / EHBST

# %4 (Bloomberg) %, #fgfnA R ity (CGT) wiHMHLE 119.6 2% T,
BEERRHT T LA, BOoEMERE TS, WA S X EES%E LT A5 0 CRISPR.
Sangamo. Intellia. Editas %. 2003-2020 4, #it 10 sk EE7T &~ RELRKM LT (I
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BERTWIERS

% 1.2) , FDA 4% 2| 900 Z IND ¥ 1%,

EANEERERRERFA TR AR RR, TEEXZEHLT AL ERZARASR
W, BRFFHERZEEZ ., PEREFBERBETHE, GMERRRTEHNZ 1001 4,
2003 4, FEFE AWM MR EEANEE BT 8 Gendicine, B Ti#HT B kTR, Ak
R gt e LR E ) R R R A 2, WRBEENRERSL, & 2020 F

5 R L AT BT,

10 A J& 2B &3 B % %8 7 7 i JR %1% 38 CDE

VPl AROR IR B 4 18 BOR B k2N R 6 7 R B A
. ABARE £,

x1.2: FHMNERATEY (HLE 2020 F)

%3, RHBAEE 60 KWK
AFETEHE R EE, EREENEEX

Number Company/institute  Product Clinical trial Country Year Indication/disease
1 Shenzhen SiBiono  Gendicine (recombinant Commercial market China 2003 Head and neck cancer
GeneTech human p53 oncolytic
adenovirus)
2 Shanghai Sunway Oncorine (Recombinant Commercial market China 2005 Head and neck and
Biotech Human Adenovirus Type 5 esophagus cancer,
Injection) Nasopharyngeal
cancer, efc.
3 UniQure Glybera (AAV]) Withdrawn EU 2012 LPLD
4 Amgen Imlygic (talimogene Commercial market USA 2015 Melanoma
laherparepvec, T-Vec)
5 GlaxoSmithKline Strimvelis (antologous CD34™ Commercial market EU 2016 ADA-SCID
cells mansduced with ADA)
6 Novartis Kymiriah (ti lecleucel) Co ial market Switzerland/USA 2017 B-ALL
7 Gilead/Kite Pharma  Yescarta (axicabtagene Commercial market USA 2017 DLBCL
cilolencel)
8 Roche/Spark Luxturna (voretigene Commercial market USA 2017 Biallelic RPE65
‘Therapeutics neparvovec-rzyl) mutation-associated
retinal dystrophy
9 Novartis/AveXis Zolgensma (onasemnogene Commercial market  Switzerland/USA 2019 SMA
abeparvovec-xioi)
10 Bluebird bio Zynteglo (autologous CD34° Delayed commercial EU 2019 TDT
cells encoding p* ™%
globin gene)
11 BioMarin Valoctocogene roxaparvovec Waiting for USA 2019-2020 Hemophilia A
Pharmaceutical (valrox) commercial

EU European Union, LPLD lipoprotein lipase deficiency, AAVI adeno-associated virus type-1, ADA-SCID Adenosine deaminase deficiency-

severe combined immune deficiency, B-ALL B{ei! acute lymphoblastic leukemia, DLBCL diffuse large B-cell Iy

atrophy, TDT transfusion-d

dent p-thal

SMA spinal

SERIR: Yu Jia Cai et al. Gene Therapy

oSk, BE KA 2R G A BT 5 O AT B B AR AT A,

I8 T 2K B A B 4 1 A Y
Bk hE, AERFEATEEHML, AEREERE, ZERBHAZSEDE F2EEA

BHATHRRE, F2BmANEARRAWRER R B, X2 HEFRRAERARXA,

B L LR FE Ry, REEERBEHARELS, REFRRSFERL

A=l b, a3k B G 4 BORTR B R (R A AT AR, B A T R B R A 0 B AT
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® EFafmAAF

MAERESARLE, PARERAFHNK, ZARBAFHRRNL ZHMHET 454
R, oFEBEREEURIE L L% S MU BORH 4 R R, FUE A E 8 ARHHT & o s
R, BAAT— AR G KR, *EERFERN S EFRNTHE 15%, 1+ E
BRI RA 1-2%, EWNEE 10% W EE, £ 200 £ =E, WSR2k gk s
RNTHEENFOF G w4, B ZZREN KL2H, BEFMRTE 2% RAHL
BV RRR R ZEES, REMYFEES TRAMIERRS, KFDL PR L
RAEY, HERMF, URLET RIS Ry Ry a2 4, #E 2020 £5% %
T Lt mht.

BUERE, SV AEALSFERETAMCARL RN E N, RRERR S TR R, Flm,
N, EARBRFNRIERT T, AT RER, SREHZFHNA, Nlumina 43 Grail %
FREWHRE, KBEE K&
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2.1 Baitight

2.1 ERTIEMIRIE

BRF . ERREE.  AKEAA o, PR RTPR TR ‘
DETA ﬁ]ﬁ%\ '''''' 7,}“}@%;%%1&%\ ...... i%%l%\lﬂﬁ@(\ ﬁ‘l«:‘aﬁ DNA é‘ﬁ‘&i@(\

B KEEHS, oo

HIEHE | BIERNE Hith#iz

T WH5E. —HH. =7 ZF4. 56, Al TREEEED (830, HIS, 10T, -

FFAT W 1y A £ F 44 BT (Biotechnology, 4 4148 AK) ##h#% ##0 IT (Information
technology, 18 &8 A) EAlki.

2.1.1 BT #£&ti&

BT 2Ea % i = B8 &8 M % A F e M R AR BT F A #. B IlR &' &N F X, PCR A
HFEE, ZEGCFHENE; ARARaEfeRE. AE. 2E BNFIEFFHERE
B FH

1) %L

el A& E AN N, PCROG AFEE, EEEFEENEF. BT HAER AP
& & M LA PCR

WFF e ENFHANKLRT K K. 4u7, WFHAZH T Sanger M /FH A, NGS
B A Fo T P A B R

HEEMFHHBEARELLERE, BENEADLYRALAEARE AR, HM) @EEf
llumina. Thermo Fisher L R % K F#E KA K. Mm@ R AE, W & F F UKL A
k&, NGS Z Bwi Wt £ 57T &.
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FlE, 2ATHNFTFeEWmETA, ETKEKRTES, NAGRQEELERA4%. &
KEZEMER SV) RN, #EEo#E HLA o8, i ZHE 4R EESNE, B4
BA-F 0 FF 4 i Oxford Nanopore Technologies (# “ONT” ) 28, E MR I 5K fe
NETAEY RN, BN ZEELSTNFF e EEHKT,

&2.1: WEEARKERFES

B R RERFE

Sanger il F KEk., ERAE, BEMRK Sanger 3500/3730
4k % 3 g DNBSEQ %71 5
NGS 31l 5 BEE. EKE IMumina # MiSeq. NextSeq %71 ;
Thermo Fisher # Ion Proton
Fr 5% A4 QNome—9604;
AT KK, FFEHAITPCR Y 3 PacBio #y PacBioRS system;
Oxford Nanopore B Flongle, MinION

ERKIR: BEESEE

22 WEAERE

WETEE E4p ER
EhkEE (HEHFLLET)
[Mumina FMEY (FRF)
Thermo Fisher ¥ B (B edfR )
o e
Roche Diagnositics K%%(ﬁ?%K?
NGS F & Genapsys Wan B (KAFK)
S £ A ST
Roswell (7 % ) SERE (RETR)
WEAEY (KEFLK)
Lk (KAL)
&I E (REFLR)
Oxford Nanopore Technologies
. . Pacific Biosciences ZRE (FRF)
AFHFTE
ﬁ(%i;)” GeneReader (#IKH ) FRAHE (FEF)
= GNUBIOC % % 1 ) HA LN (FLF)

Genia (#4514 )

1

TIF

BRR: REEERE

PCR # A 1 Kary Mullis T 1985 4 % #15f [ i 3% 435 IU/R L ¥ 2, PCR A 24 &8y
RBJFF Y, A TEENCS XEMEFRSEAKY, ZidF%KRKRERTLEE PCR
(gPCR) . # ¥ PCR (dPCR) %,
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* 2.3: PCR{ D

& PCR — R PCR #7382 #3347 — AN e 3R KR JE B PCR AL
o KM PCR 438 7T DLk B — R 5 R R B3R k8 A& (% 12
# % PCR
/mxﬁ%)?{ )o
PCR L M 100 4>
A ALK FEE, RFEAZGREGBAHASEMN, LT
Ff PCR PCRY by, Bl47. DNA R AT, BHBRE K 2INH M A KA
LTS AL
AAZ W, DA 2 AE 40 M A B 4 A AZ A B RNA 2 DNA M B4R, 84T
By,
¥ PCR U EEAN F 3k etz Tk & (RE4 46~ DNA f Bey 34
L oy SRBIOEROR SO R RS ), RERGRH K
ELT S R
—— Mt E B 10 A~ M E RS, Bkt PR T2 = £ WK b fE 5 4R 2 Lut i
W A PCR 142, B4 A4 b i it ALK S PR R R KB B
2otk BARIEAT T, AR AR B DNA Fr B e A 46 o
P REMREAS G R TN FRAHATELER 24, £S5 R 8RN
“Pm AHATPR E B, KRR TFEES LT EHBENAT
sz WK AES, HATEHTEENITE,

PCR 1L iR E 14 R RHEATY R JE, AT EMNMRENKEET, HAT
WOEEF  ABCRH AT, A R AR A R IR, B ECRAT
PCR R S A R Y P M AR R AN B A R b ) K T 4 B B B LR

KE,

ERER. EREERE

PCR 89 AR JF 32 2 38 1t i X & 4% DNA sy & e An R o, A% it 54, DNA K&,
dMPK%&%EV@ﬁU%%%E% PCR BCA B A7 o7 30R T 2 ok i B9 A 1 A g 3 B0 7
WHEELEY, BAEE =% & PCRM. 8% & PCR % ¥ PCR 1L,

F7E PCR LT DA 4 4 ¥ 3® PCR. #% % PCR fuJE i PCR = #, ¥ PCR —k¥ 3 R ftiz
ﬁ~Aﬁiﬁxm ; BJE PCR — k¥ B AR E FRIWER KB A, BEH 12 HEER

; B PCRAEA T HE AL R4 4 &ty 40l ALK, 78 4148 40 flo JR £ A6 0 32 4% DL 3 1%
%ﬂ%%EDMh&mm%ﬂo

SE € & PCR A &3 PCR (UEEAL B3R A B T HA. RERFZFIT AL HE R
G, BB HIBRAEETRE, S FOLE T &, ATiHEA A &4 DNA
FBEMAERE. AP - MERRNRTREF MR AR S, B ARERERETMN T A,

¥ PCREAREYS HEREAEMNN ETH G EHTRE, REBSHEIH
FIARA AR EIF BB R R B DT AN EBHA, EEHYHHF PCR

HEZ www.geneclub.net.cn | 43




2021 ERTVIEE B

(cdPCR) 5 i X %% PCR(ddPCR).

B 7] PCR ft 5 # % % #.4% Bio-Rad (2017 4 4% i #% & % 4 % F Raindance) . Thermo
Fisher %, PCRHE A E =X B E, ®&E 2020 4 8 A, % NPMA £ 7% M #y PCR E 7~
Ef7#M&TRMAT 700 % (ZHARMNE) , METU/FEWEFETHERTRRBEEN
48 %, 2017 4, #EAREIRFEZ & T8 dPCR & K N Al Kk £, HAb6E > PCR #F £
SV EESLREY, WHAR, EREET. AEED. RERS. BELENSF. RERENK
FAEAT, B R RGNV — £, EEHWMEF L EERR, HobbyFRLEls
S i N

x24: NEBRERFFEAREL

M FEEFEH KTl 2445
HAXRS DNA Genotek, HiDNA. Z 3 %4k

5 | 7 WA XY

HAH & QIAGEN. TECAN, %A%, A E 44

ATy Agilent. Roche Diagnostics. Bt Il 4. ¥ & %

BR A B A2 IR A & HAEEY, ERER, REEY, ZAT, AR, BRBUR. FEM. ALY

ERRE: EREEE

BERAEMBERARKAE, URSMNARFIENEMN (WEXEE) . KAKRK
FlewE - RBEEZS#RE, LHEPCRREME., KAWL HFHERXEEH IVD & LDT #
Ko IVDERXT, FEAE NMPA EM, FlariE K BF 3T S 40 57 % 8 A EGFR. KRAS,
BRAF. PIK3CA. ALK. ROS1 #tFE R & A4 MK A&7 2018 £ . IDT R TEF LK E H
BUH, NBEEARGEZREER, TEAGEREFNRA, EFTREHELHMIRE, &
MEEL, WEHEETAOVEATFELDH RENTHOLEFEERZULDT H £, & 70%
A, T IVD A& 30%,

BAl, ZEEATRRAEMGEHLERX, M NS+ RAFEM REEAALE, FRH2RK
HFEAM (B, EHHREE, FELFERE) ks EEN HAFMXERERES) i
HE. NKHRE, FHARNRERFREMEE XM R B SRy Z Y
BAFARIRAE T 7 T T B XA Fo ik & 0 4 o

2.1.2 IT AR

IT A8 3 £ B aEEEAREF 6. B EFRN R UREEKETE, FiE, S,
T B TR ) 48 R R R M
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F 8o TUES

D ZERHKHEFE

EEAABKETF e WRSCHEEERE. TH. 2. BERTRACERS. FEPXCHE
=FE. —HIET A

—RALE A R R BN A CERRRT R, FERSTEL, FFFRMLRAF
%, RABREARRT HELET ARG FHLL, EXT eS0T R HECTERTERTH
AT A, BRI E E WA A %6 GPU. FPGA % A #if5 B AT im e 9 — il (L
%25, FEAEAMCY B ETFRFEHELEEARDWREMA T ZFHHER,

& 25 EMERDHT—AN

fl A FR == e N Wl

LN | HALOS

LR H MegaBOLT I ff 3k 5% — L

EEd 3 £ = — AL
b8 GeneEngine M2

7Lk A NovelBrain®—Legend

AFaR K 2 4 T4 35 GTX.One
LT EEY WA AT TAE 36

ERXRER: EREEE

AP MR mR R KB ERMAT E AL RRCATHFZR BT H
B34 A 9N BB &, 1R Gt B9 B A7 0 Fo it BR 448 ok B bR RS TR, RAS DR X
T, BEEHE. 2eRF. EXER. RERELEFER, XRZBALEZ RHENEEKX
BEFE, GEETZ VoW mERBEITEPFS. SXBEFE ST REER APL &K
BEHTHE, REBMAT .

RGN R, ERETLMAETERE. WESE, RARHEFTHENE
Wit HARSTFRIKETCEER, BEHLEEZT LM TARRIE N ERFIER
£,

BT EEHAMARBOS VAR FIZTAE. —F @, Google. EH#, ¥R, IBM, [ME
BB, EHETHRRAITELETFEEAKS N ERERER RS, 5 —FE, EARKE.
e K FEE, Mlumina FEEGTEA LAY ETHEALSHHAmEMN, BAMENNERZTE
TEATHREZF M, WRAREAF. RANEEZRS, EEEAN, XEZT RS
RATV KR P Aok KRB #a H,
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*26: EERRSFERIIZE

Google Genomics Google
AWS for Genomics Amazon
ResearchKit Apple
Bluemix Genomics IBM
ElHealth 3£ & 41 2
AHF &
BGI Online ek HH
BaseSpace ITumina
DNAnexus DNAnexus
The Seven Bridges Seven Bridge
Platform Genomics
ERAERANTH # RS

HEBFEFME . AR, 48 83 F B3 E 13 1000 Genomes Project.
ITumina Platinum Genomes 71 MSSNG Database for Autism Researchers 4t
TUERS T &, 5 EREESLRE 4 a4 EERER A 1200 £ A% i i £ B
JFH R R

ZHERS TG, TEEA P A FREEELRATHREMET FEA R

WF B AR MARE S, EHELATT AT AR RE

RENEEAREEE, ENERINAEEE, Fo o &2 Rl HiEE
MRS, EZAEEABELSTEAIZE, BHEFTEER. &
ERERNEERAITT G

ABER. B, & EWENBEEETFE, TURTAHFLEAALH. 250
£F M. RNA=Seq #4241 .

HELMEENEFE, FNMKPTRERME 1TB 4E. TZHETHF
P = R G

¥ DNA 2038 B . oo TEATE KA G802 2| =, Ao KR T kAT UL
E, A, AT E DNA B8, JFRIFE &k,

AT EZHAERTEEARERME . EWEL TS, REEpMARMER
B, HMMMAIE, %F WA R TIE.

ARTCEN A MEERT AL, REZPFRREABELEHEH 5 0E
B, MHRENVSERADRTEF RS, HHELE P FAED .

ERFKIR: EESERE

2) R E

EMERAMWERIBRAEENAL THENKI, R, EB BE. FEF A
AT HATRA B DNA 77 % £ Bcle 5 tr, i R e £ W8N AN E & Xt

A DNA I 7 3045 4 B, £ 4015 BT BIER FAAT T Z R Mo 2o R WA AR AL,
AEBETNE, S F LR, EREFRM%E, A FASTQ ##E K% VCF 09 £ H L 7 #
#BXM, —RMAFEALRHE, HRERS, HXRER, FREOERRIMK,

AW BT TERR G E, L, REFZEETRIN M FRTELAR
B EEREE (k27 ; BEEZAFTHRAIMAELH S HEHER (LK 2.8) .
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NGS ot T a2

IR

g 1k

Short READ Mapping (23 5EE3T)

Bowtie

BWA
SOAPaligner/soap?
Maq

RMAP

SeqMap

SHRiMP

SSAHA2

SNAP
Variation Call (Z=&H)
Cortex

SNVMIx

ExomeCNV

GATK

SAMtools Pileup
STRiP
BreakDancer
TIGRA-SV

Annotation Analysis (Z5FH)

idb2.R
Genome MuSiC
SnpEff

http://bowtie.cbcb.umd.edu
http://bio—bwa.sourceforge.net/
http://soap.genomics.org.cn/soapaligner.html
http://mag.sourceforge.net/
http://rulai.cshl.edu/rmap/
http://www—personal.umich.edu/~ jianghui/seqmap
http://compbio.cs.toronto.edu/shrimp
http://www.sanger.ac.uk/resourcds/software/ssaha2/
http://snap.cs.berkeley.edu/

http://cortexassembler.sourceforge.ner/
http://compbio.bcere.ca/software/snvmix/
http://secure.genome.ucla.edu/index.php/ExomeCNV—User—Gui de
http://www.broadinstitute.org/gatk/
http://samtools.sourceforge.net/pileup.shtmi
http://www.boradinstitute.gatk/guide/topic?name=third—party—tools
http://gmt.genome.wust1.edu/breakdancer/1.2/index.html
http://gmt.genome.wustl.edu/tigra—sv/0.1/index.html

http://compbio.charite.de/contao/index.php/ibd2.htm]
http:/gmt.genome.wustl.edu/2.12/04/27/genome—music—0.3—rel eased.htm]
http:/snpeff.sourceforge.net/

Splice Junction Detection (BHI{L &Nl

HMMSpTlicer
MapSpTice
SOAPspTice
SpliceMap
Supersplat
TopHat

http:/derisilab.ucsf.edu/index.php?software=105
http://www.nerlab.uky.edu/p/bioinfo/MapSpTice
http://soap.genomics.org.cn/soapsplice.htm]
http://www.stanford.edu/group/wonglab/spTiceMap/
http://mockerlab.org/tools/1
http://tophat.cbchb.umd.edu/

Splice Junction Detection (BHI{LsAiNI)

HMMSpTicer
MapSpTice
SOAPspTlice
SpliceMap
Supersplat
TopHat

Isoform Expression Quantification

http:/derisilab.ucsf.edu/index.php?software=105
http://www.nerlab.uky.edu/p/bioinfo/MapSplice
http://soap.genomics.org.cn/soapsplice.htm]
http://www.stanford.edu/group/wonglab/spTiceMap/
http://mockerlab.org/tools/1
http://tophat.cbch.umd.edu/

(AJ B ZRIE D)

ALEXA—Sep http://www.alexaplatform.org/alexa—seq/index.htm
Cufflinks http://cufflinks.cbcb.umd.edu/
EEFRR: (UFEANMMEESZRN N ARARERS )
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BIRER

P
E

&R
GenBank % & B
UCSC Genome Browser %t # &
HomoloGene #k 3 f&
RefSeq #x & &
T AHEE A
dbSNP %t 48
dbVars 4 &
EXAC 48 B
OMIM %4 B
HGMD %t 2
ClinVar 4% &
COSMIC % 4% H
My Cancer Genomes % # &

JF 5 He 3 2 204

R S AR AR

Jib 8 AH % VR B3R
AR L M Personalized Cancer Therapy %t #& &

Bl cBioPortal % 4% &
Int0Gen %t 4 =
Clinicaltrials.gov
[ I PR R v A A
PharmGKB %t & 2
Genomics of Drug Sensitivity in Cancer %t FE

3w B B Orphanet %k 3% &
A - EEE K E The Human Phenotype Ontology (HPO) % F&
WUk A - S A A CHPO %t 4z &

I R AR I 24 B

7% 4y 48 % Bk R

FA - EREAH
1

ERKIR: HEESEE

BIE2014F 1 A 148, RERERAEREEELSRMAN (BRERGEEEEHE
REANBNTRTEEMNMNEIANTRS;ERCNBER) (REHEIRE (2014) 8 5)
M, WmRKEREABAGHITE, FHEBETEMEE, wREASVFAEE, UEH
IXETHEREE, £lEKR. A TALEERETZNEBINFTENRAONRYE, FEAL
NMPA i E#t, BT I RXETERMKGEZEMETHFR, SRy E D EEMERTE
Eatrstr (Wk29) , WAL LHEGINRERRELRNE R K AW, FlmiERER
F 2018 4 8 F # #t#y A EGFR. KRAS. BRAF. PIK3CA. ALK, ROSI # A % % # & 7| &
AN G HAR R W R A BT E,




2.9 KB EDEBOMTERMZEEL)

F 8o TUES

KRR SEHL A E] Bl 7= @R
FRUHAKER. BEPQ, TBBPO, A
4N L R A o g e ’ i
I 2016.11 s pman O RETOLHEEHTORRAR, >~ EEE
M A e 3 P R DA LR
O o A R A K o O AT e
A EGFR, KRAS, . .
EEWHALK, HEMTHILERBEIN. K
BRAF . PIK3CA. ALK, L . .
et - REERKFANE BN, REFHATARSMEL, LEEBHH
' ER 7 AHENFIEERA ., BE Panel, REXGSH.
EE RIS BHEA R A ?ﬁm%{xt?&‘ [ arﬁe [ fﬁn #
JoRi NGBS RIEA G ST RS, PR
M A 23 2 A
BRSO A B A
e 20 BB FHE By DM, ERESEAETRABAR,
i 2019.01 i BEAPER. RBA. RAFE, XBEE
EX A
. BEMT. BARE. RESERAGRERRARK.
WEBWA P RERE. WS (AR
A 12 E KA 4 I BXEAHELS Y% FoEBSRBLERK). AHEL (4
e i A R ] ADXBRCA. ADXLC10 #k#E A7k ). &M K £ 4%
BEL O RBIAR, BHEME AL,
FREEOKEEERK, BABAEERK, X
45 /20 A 2 PN [E 4 5 B
k/@ﬁ;;;g oo TR sk (B AR WAREEERIEA, 8
I B
WEERAY: BAEE . KR,
45N R B 1910 KL IAH S AR R R B
AT ' (RR) HRAT B HRARESHELA B0 RA S AR,
AT R 1ot K R 7 B A, AR S B AR
AR ' (RR) BRAF = RHEM KRR HELR B RAS 4R,
PR BHE A & SRR
R A B R PR AR RSB EE
S5 2 A R B BT AR
2020.03 B b BAE AT, %6 M RIERBIS
B 47 4 HRAF REO TR o

fastqg REHER . XS EEEL, RESN. #E
A, FERERILEESR; B30 web £F.

SRR NMPA, EFEEERE

WTRAZE. REEALERURAFFRRERBEESER, ENHEDEER
HAE B HERE, ERUREINT RS REEECETFehE, BN LR EEME
B EHNEEAABE T BATHFR, BEHRSYSRAMR T ZR D, BN R A P4
Ingenuity Systems (# QIAGEN 4x M, %k “Ingenuity” ) . BIOBASE %H 1315 4.

EEE wwy
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3) FAM %A

AEAHFELA BN R R FRET A=, B, RANTFRE, BTz FeH#%
FRETE, A ATES, EEREETE. tRTEWME, BESE. mEE7E
FEATE R, RoITHE R, K3RdE, 56 A R0 H — KP4 A 30l DRCE B 9U34F R
H9 o R B B F BOR A AR IR T

# 210 FEMEEMILER AR ZE)

T EY 2% B A iR e AR 55 REAH

ALt BAE A ik NVIDIA, Intel. 4%
AR A An ik Edico. Sentieon, %k, 4%
X Bt Nebula Genomics, 4k 47
Fn iR Ingenuity
5G A K

ERRER: EREEE

B AT M 5 5 Uk £ AR XA DT LA

— R RERIT A8 ETHEAM S EAT L BT MENRIT. B h & L9
B ASEEENR), EEEMEET, ®AXTEZFNERAMKAER, T 20184 10 A,
T AR AL E E AR T T B k25 A 2 M AL DLE 4 86 3D Cube 1142 5] % O 3tat, 52
AT EH T RERA, BTN, HuLRNFSAE, AWERL. HTL HEE
EEMBEE T ECHAITE ., ERGMRERET, K4 ZWEELANT 64 %4 RNA
W 7247 8 % Cell Ranger W AT A2 £ 23w 523, A =3 F 8 7R W9 F0R A A2 $R AT Ak,
KR RFE 23 N R K B 25 Mo, Wsh, A TS SCTATE E AN
B A N 3% B0 2 TR0 7 e O 28, A P A A [R] B SEIAT b o A BB AL A

ZREEMVERA VS EA ERERERS, flind X% W MegaBOLT 4 15 44 Anik
# (&% W MegaBOLT-Pro) , E£ZE% A FPCABEHRMIHE, S4EEMtinE, Xt
AR R EANT. A RERSN. FREINEENDTRAEHATT ik, W EHEE &
R (BWA. GATK) #ATmiEsh, WX ELZHHEEHATT sk, i H T K75 e
MiniMap2. # &% 3 & 4 0 DeepVariant 5 %, Xt 1 B 8y 5 37 % F B & o R & M, 5
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AFEH B EE N F &, KA “Cromwell+ WDL+ ¥ £ FA 7| +Mongo/MySQL # ¥
+APL+ R ZE" ARG, KRBELN AT+ —824RE" AR TR, LIMEKE THLE
R et B RAMAE, BEF LWFEFHFR, THEIEZEHLE, FHhalenti
R, WO ERMANTH, RAZMHE,

ZREET N ALSFTEAE, B TZAREA TR S, HEE T AR RD,
#l4m Sentieon,  Ilumina Y& % # Edico Genomics 4.
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2.2 O AT

2.2.1 FE AW

F AN R4 R A ER NS AR AENEAR (AR, H. WRFAS) WEFARE,
FHit—F A THREF TR IER DB, 2 E A MEOR TZ A A £ B HE 7 i 2 7 ik 2 —,
HZ AT 46 B T UG RO W, FETT LI HE, EMEHEEERY. RELEMH, AEEEELN
Gk AT PR B L FAN £ BRI R E A A A 5 E B R TR, B
BME"

SR AR = BN TR A 5 A R AT

© EFEAN A HEAMA KRGS M. B MENFUHNERFFIRN, ATRED
TR R B, ATHB ALK, RALH, REtORERER R LR F,

® Zln RAFH, EELMYHMFR. EREA, HHFREFRERS, 5 AK
1 B K By 2 FDR S RARBE AR AT R WRRFINRR DT, ey, TSR
BRERAAERKYSE, BAFEMTAS, HFFRZEAAKRMEREEARIA, BT LN
BRZI. AR FIBFTE DL B JB A A 4 B A T 2

1) WHHER

AR A E AR &5 £ BAFEXRANF, HRAFNF. RAAFNF, FERA
FRIMF. BN FE,

EEA MM SR EZ B LR LN EETRA N, EoEIELHN, A
B, B, FEREER, TR L RO RS, EERNRE S EERIR
B EFER, DWITESTHERRENEFES. ERARREERHMN . HELESF K
LT + EWGE RN B, WHIRAEF RETIHE, FEAREREMENE L
UV &Gk okl & N
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F 211 R SSFhE

I HES MEITR

AW AEFAMANEFANT, #TRFHE. GHEXELAEFE . BREMITE;
HHEY. EH. AEWLAEFRAN KN FRENF 25 (2ZBHAENF. SHEFH
o BERRRRENF) UEREBELBAEH A, TRAMEGLIEELFFEE, REREE
BEHHTN . StoTE,

3 3 419 f%}}\RNMk%%%T/ﬂ'Jﬁ#wB’J%E&J%«L W, H R R A FE mRNA Fe 3E 4
) RNA 4 %1«?%‘&4&%@&@1 REX MRS TLFIAEZANTF EEM
kEEE, }}\fﬁzﬁ EERHITE. 2R, ZEEHE RN, FHhoTFAFL
wa\%iﬁﬁﬁ%%ﬂno

FNAFRARN TETEFAATEMEGHEE LA, £PFBRORR, UREER
FIA M F 5 ONA A B . RMA R AW REL RN HR . ARART F LMK,
DA RS AE A . AR B S Om A 7 T Al

F 3B 4% (Metagenomics ) & 44 FR 50 BF o B By 1 4 A % FE1E 9 BARIEATHE R M0 F 7L

DNA 31l 7

4 2 7

EEAAF FEREANFREAGA BN F KR ER ., MBS, RAHMA, BELE, #17
RE EEFM G hieadr, BEFELELERZR, FRDHERMALE, BLREZELH

LR 8 By R R R UR A A AR T T B R A M A R B S

SHTREMSY, HRESKEEAY K EEE N F LI T 244 AP 8y DNA Fr
=40 g fr RNA 5 BB A 4T, T TR ARBRZRMARECKR, ENZENATRHEL
ENFH BRI LT AR

WEE P FR, RETHHAEGFE, HH CERERRS, UWR#E—FOEELRE
Mo

£ EERE

ERER: EREERE

2) W R

[ P 4R B 2R AL AT A AR T AR A5 oy A Mk E B AE R BUR, R ER T D 2 Z B
2019 FEAZREMFAK (EatFEUMMTRE. EFFRSHARS. 2ENFFERK
%) BWE VRN REITH 1371070, & BRI 90%; BARHEEZAFRKEERS 5 & Rl S
6.81L70, & BN 24%; Il B EAFF RS RN 3.6 07T, & B 22%. =3 FHE
BN 7 R FBE T 7 09 85% 1HE, B A B AR FE T 7 WA 30 LT AL,

B AT B p 2 B A AR AT A bt Fe, BT R T SO RO RHEUR S K R BN
HAFATEELA TR NE, EEMGEHLZRAT, GOREELNS L AEL R B,
B4R 2010 £ EFHALBAV A, AFHREFL. ERRBNA, PRS-
mHRELZ T EEE, Plin: MHAR. R, 2#. Hm, BMSEHA5E L 10 &
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B RIS o ERAL, BEMSEN. BLEN FEENFHFERSYIF
BT EMetE. flin20194 10 A, EAKESHEEMotE, HEHT G EH L TR
B RAT /NG L A B AR BRI 7 ik, I HLAR B R B A A B AR T AR S

2.2.2 ZE S

BT W RSO A E E AR, AT Az B R R R 2 DU (AR RS
TRED o ASCHRE|EAE DY, ek T4 MR EEAN, HEEAERE X EE R
M A, KRN DB 87 F TR SR,

WHEEX E, TEH=F

@ E-FrkhE: BRAEAHE, FTEAERKERA, mE=FAAHERE,
@ VD # X AVBRIHF LA AN RS HRBE R RE ETEMFH, REUHRHE
RHEELER;

® IDTRX: REZMEWEREARFTWBIEFLRE, EREILMRSSIEE
MERAE HHFHARRIBRERK, dVMERSE VEREGEELNASR, BFKE
AWM. BRI, ARENEF, URIEERNKHEFE,

WH5EE, SVHHRHRECESTRATRATEEX TR, TXEEZNENEE DB
AR, RO, ERFEOM IR &, AT ETE, Ko B EED
W - 20 - TR B KR T e

1) D W5 R T i A 5k b3

WAL AR EW RSN, Sl RRMRE, EREEHRS. k. B
HIRTHERBANEERE, XRXLEREHZMTTEARAT R RH ERER L,

ATHOHEGRGREE, HRTAARRY T HARBE=ZTHAER (LK 2.12) ,
K ZRB 2R ER TR FEEZANE, —RTHEY EkEER L, Z TR
SH AL L £, ZRB A ELFTHEORFNFE, MEEERUEARNLE, £
A PR EAR PR R AN BT 2 A I P o e KR A Sk P N = AT E R A
— R B

FEAMBARMRA ERR T R0 BRARAR, I AR ERET T m.
EEE =SB ER, SEDHNATHERBPEAREEZN. AUl EE40E, =
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B AR S5 1 A R AR AR, RE e AL\ R AR AR I A A L R A AR

£ 212 ZEMBARE

ERFSETEX

B RS

Wk Skl ey R, — AT A B A R BRI B 5 A T R TN t 4 JE s A\ HT

T
S Pk, ZHEHARBEEENE —HH &, H AL F A

WO W ESRILE £, AT RERME#F &, MERE L 24T/

T A =BT
=& BEAE, FHHEMLE, UREAABILEEFER 6, BEATEHA JFF
FEE A
Bl JLE d Ao
ST A LB AR B TR, = BTG At A e A T A LR AT B A K R B o Lk
ZRWb ., HERAERE. EREFRRGEREE. THFE, RELAMGTH LERA
)

8L, RAREHBE N BN EE, REEILEERE,

BERCRIR: EEREEE

@ Tt 7= 7 2 B A A

Tl 7= 7 2R B A NIPT #9400 R 22 R & F @S A, =B Lk & DNA #4775 @ E
MR, FELENEEOMEARRRMNEILEETREEREHRR, EEHT 3 HREHRK
HERERERA, BF 21- =S EREAD) | 18- =& et (ZELREED) .
13- =AM (WM K& A4E) o NIPT 8RB R B EER/ 4 T )L % DNA B9 & I A0 g &
B FEAE KR &G0 7 A AR 7 % R A % & A B R AR (A
FHR) FF B HRMERBEEE RE A AR NEARSEHEE 60%81% BAXA
MR R, LA R EARN By s R L2 T 99% M kB R w 7~ Rk,

MR E E ot BT E WAL R R E AR A KRR, KIBR T RN 13, 18 Fn
21 SR REEFERRG, FHERROILN - RERATCHCHEREL ML EKE TR,
PR / HER GO, WRERRE, A Redhry. A4 TREREDH R
%, NIPT % R E R ERERANGEZRA, EEENIME DL EERE 5N NIPT
HREBILFHAHFANE E, #linE 4 Natera B Vistara 23 F NIPT = & 7 F T4 044
RERAAEAL2ERAT R I0NEREN 21 X ERER, BRNEKEENS M EEERFTA
PRI = TR TR A LR B 18 AN B AR E A 2038 AN BUR B AR L BUR R AL AR K B
27 b P B AL B B R
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2.2 NIPT 2N REBR=E

1 faEEF EMIEPIORE)L 2 A SRR
MDNAEM&&EE&AE—%MS&‘ | o |

__‘.__
i | smmmms | | 3mmnzamonA |
:
" Imm|:|Z]:[:|Z|:|:|Z[:|:|Z|:|:|:|:|:|:|:|:|:|:|:|:|2|
L [o1lozlosloaloslesla7losloal 1ol 111121314l 1sl1el17] 1810l 20l 21l 22 x]v]
| ied HH HHHHHHHHHHEHRHAHRHHRHHARE
(21-=1%) [g1[0z2l03loalosloslo7loalosl 1ol 11112l 13l 1al 15l 16l 1711810l 20l 21]22]x]¥]

| sepmesk

ERRR: CRER

7 * &, NIPT W 3 % Z # Sequenom. Verinata Health, Ariosa Diagnostics 7 Natera
MWENMMER, FRREEAEEEME FIMATRELAFEREGEX, FERNGEA
#y NIPT ff &L A RGN B AR, HATE AR RRAAERE 7 Z0M, KHLLEHE
EREEFNmEE, —FWNTHRALE 70% 24, CEBRTEREERE, FEREA
ERFMLY

BAEE X AT B HKIE, 2019 4FH 4 AT 1465 5 A, #E 2019 44 E NIPT 4 ##
AEXEF 400 T, NIPT BEEHK 27%, AAEAOHKEE £RHETHE, UFHAD
BKE 3% ADHEE 10%EE, 22025 FREHAATE 1421 7 A, FHEFAE K,
it NIPT 48 % 7= i 5% X 4% ik 2] 60%. H 8743 NIPT 4% K 2 & 800-2400 T I, &
Y F 2013 4 NIPT 9\ [E 7k 6 %, A0 % A 855 76 / Kk (3L 4 M EcAh ik 300 T, E
AN 555 T0) o FEE T A B 1K DA R BEARESR, TUIT R R NIPT 7= & B4 T 1,
DL 1200 T6 / K fhit, 2| 2025 4 NIPT & B i o 37 A ¥ 103 17T,

ZEFFHELKELKR, BERATIHEZRNTKR, ZRTIRKNELIRETHFER
BHEERI G EWH AR, NIPT E#l 7~ & ARE LB G R, BEETE, £
EEGITRR WA THAH Rk, ERRRE @, L5 HEEHHRNTLARAR

=,
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1l ZFR NIPT 1857~ miE e E

21— Z R A 1R, 18— ZHREAAE, 13— ZRLEAAE;
P R R A L R B R A BB E R
Rl AR/ MEREEE;

IR

R HEH

21— ZRFA4E. 18— ZREAAE. 13— Z KRG ALE;
D5 2 A MR e R AR E R H
RERMB R/ MEL LG,

- ZHEAE., 18- ZHEAIE. 13- ZhEAME;
ZERE RSN 2 S-SR PI NS 2 S8 SR
REEBIh K/ HEL LA,

21~ ZHREAME, 18- ZHRGEAME, 13- ZHRELE;
R A P e R AR B R Sl e B R AR B R R
R e BB/ HEAR S,

Sequenom 21- ZHREGEAME., 18- ZHEAIE. 13- ZHREA1E;
Ve ot 5 ph AR M pR A B e P AR R AR R

('LabCorp) oo (R K | B A AE,

Verinata 21— ZHRGAIE, 18- ZHhEGAE, 13- ZHhGA1E;
Ve ot ph AR M pR A B e AR B AR H R

(ITumina ) B kb K / E S A,

21— ZHREEAE, 18- ZHREAME. 13— ZREE1E;

\aters PESfe R B R E R
dots (KBLBRk / B A AT
BEE AR,

Ariosa 21— ZRGFEAAE, 18— ZREAAE. 13— ZRE A1,
Mgt thdE RS R E B

(Roche ) PRk / ME LGS,

EEKIR: HEEEEE
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=214 FHB NIPT A=

A EFR IR IR KALH NIPT X5 &

A F o R AR 5 BT AR

- e 2005 R Ll fh B (TIS/TIBNTZD) Ao T8 382 )

: iiijggﬂ&(kﬁ) 2017 Rt fh B ik (T21. T18. T13) R & (1 3 A 3840k 0 FF 3% )

3 igiwﬂ&(ﬁﬂ’ﬁ& 007 L B R (121 TI8. TID R MR (B &4 B &3 36 )

, SNTEREMEARGE  BAREEEEEE I ZHE. 18 Z6P 13 ZEBARIE CL R
RAT )

5 A L [ 7 2 IR A 2019 B L%, A B4k (T21, T18, T13) Al it A & (7 2 A s £ L 7 3% )

TN A B4 E Ry A IR
g TRBEEETBRAR Bl i (713, TI8. 120) RS (T AR AL )

AR

Rt A4 L F AR IR

AR

2020 Ba L Rk AE AR (T21, T18. 13) il kAl & (S I JF 3% )

SRCKEIR: NMPA, EREERE

@ PR Re LN HT 1R A

2017 4 ICMART E 4 Bh £ B AR I #£%& R 2 & A 7 (The International Glossary on
Infertility and Fertility Care, 2017) , €A fg AL\ 7] 3% 1% % §# & (Preimplantation Genetic
Screening, PGS) #Fufk i M N\ #l 1% % % 2 W7 (Preimplantation Genetic Diagnosis, PGD) #
¥k T RN A F4 M (Preimplantation Genetic Testing, PGT) , 34 H 7 % K44
X PGT #3282 X, B PGT R4#7 S & ga b, (4K sAEfe (S MI = fE) # # DNA,
MLEAT HLA o B s g ikt % R, &4 FFEREKH PGT (PCT-A) ; HEREKFHH
PGT (PGT-M) ; #&thksi4%E RH PGT (PGT-SR) . PGT-A 5 %k# PGS iz, PGT-M #r
PGT-SR & J& &k 8y PGD Xt i,

PCTZE R THB AN, CRTINTERNIEEHRTEN, ALFTRERE, EEH
MATEM#TEEAN, PGT-M #1 PGT-SR A Tt X HF LK U R L ehEmT R, #
FEREE By tE, PCT-AN 2 &R e E R E R EER, I mIFZH R E,
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PGT-A AR o 3 R T R AT AR, AL B R
(dEmepk ) AR R AR A

B PCT @ AN FEAHERGBEARLE (PCR) . KARMER (FISH) , #EF -
B EE AR (CCH) UAREZHFES AMES] (SNP array) . =Rl (NGS) &,
CGH. SNP s BraAfr LA R = (R 7 77 i A U 3 4 o, & e

4N 3 B HT A % AT 4 Wk A Tllumina, Thermo Fisher Scientific, Natera., Bioarra 4;
BNzl SV AEREE, Infg, F2C0 WRET. FRETE. BXGER
2019 FRAWE 60 BAE LT, EEEANLEEREEFEENRANE CIFE) , B

“PCT-A KA &" HRMAT EREH M ET SMTLAEF, T 20204 8 A 1 HELE,
B ar #k B Sk # i PGT-A 7= & RoA WREET IR AN AT J & R e 2 A R Al & (2 A
FiE) .

HEHEE www.geneclub.net.cn | 59




2021 ERTVIEER

2.4 : PGT mizE

JEJG E A — 3K
A %K ¥ fn #| AL PGT IVF/ICSI 5 K %R e 3 g LA 5% 4k
S 1B A % JE 2 4 e I
15 % R
J ‘V. \/ .

f (2

1
PR LERE i YicE e 21 PGT—A g Hef PGT-M. SR JE Fe 335 4L,
EBIN PRk 7 A AN 2 3

15 f i

ERER: CRER, ERE

% 2.15: BRI PGT i3k

Em E b
HERER llumina
MERAER Thermo Fisher Scientific
F={CA Natera
NRE Bioarray
L BEER Quest Diagnostics

EERER: EREEE

REERZITRHE, EACRS R I EHELT, 2018 FREFLELTFEHHE
16%, #MitK*kERFHAF, Fit 2023 FLKEEE 182% HWHEFLELH L4 T
5000 7 A, 48 30% W AEEFERTHINARBTY, BFEWRELRHEERRLERN
7%, KT EEW 60% BTENRERILFHRGFELRR 30% FHETABEFERA 2-3
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KRELI)LFA, #%TFH4EEAH PCT W% 2500 TitHE, #HE PCT BAETHZEL 175-262
LTRZ 8, REZIRN EERK EETHARL KW kBB R\,

© #r £ LA B Al

R (e N R fE FEREE L) RERIIHE GrEVRRFEER %),
& B A LR 0 20 A0 B4 S8 R TR AR o) B IRE . K T BRURE % 7 A L e s Ao
HERR, HENLBEEERMNAXEZCHET AHE, REKRBHEEE, BT NMPA #E 8
FEEARBSMNRKANEH 84 (Wk216) , E¥+ 6 MEHETPCR, 1 METHMEFE T, 1
ANEETF I

F2.16 : FHWHWEEEREISA S

HA&FR FRALEE IR IR E ZE ER T &
1 Wl 7R BERE A B AR A IR F] 2015 e R P F A E AR R A & (KO8 PCR 3% )
2 1l 7R 2 & A KA R A F 2015 7 e 2 I E AN KA & (R PCR &%)
3 gAY TR () A RAE 2015 Gy R E R R AN RA & (P8 PCR % )
4 B A ez AR R IR A E 2016 9 351 B 2 A H A 3K ] & (ARMS—PCR 3% )
5 e Sk A B AARAF 2016 H 23 F GJB2 235delc Al & (7Z K PCR %)
6 BAWE G EMBEARART 2017 LRt F 2 A E AR & (BRI R )
7 BT E £ AU TR 5] 2019 A E 2 A E AR & (KO8 PCR S A dh 4 3% )
8 X EHHE (RR) ARAHE 2020 wtrFREEARIRAE (RERAEEREGNTE)

SRR : NMPA, EREZEEE

2018 FERTIRZE (KTHARL2EHARBEAHE T ENEm) HH: 2 2022 4,
A LB RAEIRR R ERA D 98%, HA LI HMEELD 90%; #LwElEITELE
80%. WMIEEZXLITRKIE, 2019 2F HAE AT 1465 7 A, VLB ZEEAN = & FHi5
#& 3% L K& 3000-5000 TG / KRBy A, HEFAEIJLERQMNNTIHAEE 1810LHA,
RRWHKZEEEETSBERNRA,

2) PR BB oA e 7 R
THHHE CBE) RREAXRTHERRFZ—. R (2018 FLRBELIT)
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2020 AT AE 1930 F &4 35 &k 0 A Kk
JERE R Bl Fr 286 B EES TR Al (k 2.17) .

BRTERE, X5 EREEEFHREREA XA,

% 217: 2018 HE. ZE.

EE. 2REERARENILTE

1000 7 # i 56T B,
5 E R EA L, & E R B AOR K,

REH 429 T #H R

thE HE ZE 2k
=t o EEHRTRAL Zt o EEHRTRAL i o CEHSHRAK ot o CEESHRAL
Bl (%) £ 1/10°%) B (%) £ 1/10°%) Bl (%) £ 1/10°) B (%) £ 1/10°%
RIRR
om0 w amm 00 s owm 4N s s O
mE HR w mm 0T e ams 50w B1oTe o
aws T mews U n wwm S8 o oms U
wr B ms w0 e mm G s e SIS
I =
me ST ome 00w w55 a0 em Y
s ME vs ams 07w oams W e wm U
2EB 2?;333 12.7 FLARSE 1%?;9 144 FLARE fti;A 12.7 BFE 7i§§31 8.5
sme WP w w00 o wm U ame S
s if§i§;4 130.1 B 178473 1026  FiE figgéﬁ 91 s %ig%ﬁf; 101.1
SERIR: Cancer Commumications, £ X Z#1E
TR EOW T AREREF. LFFIORES, ERBRME, %%‘T&&ﬁ#ﬁ%ﬁﬁﬂﬂﬁﬁ

— & J IR,

CEAREERBERALREE,

BhRFERNFEaEEE, X k.
F BN B, FE— 2 iEEHE; JfIL/‘% #A/ﬂ'

CT. PET-CT %,
%AFP\ CEA. CA125. CA199 %E*Mﬁm%

PR e i

/{%%\



F85n TUES

%, FEFRANERIFFABEA RRTHELL, T EAE, R AT f 5L I,

S&Env i, MEEEDEXTHTEDTIEY, AREWSHE, RENAN A
BHOfmERXES RN EERE, TATER. B2, #How,. oW SLAHEE,
R ERANERAZ T FE RO BMNE K, BTHEEHANNY, MEEND
W WM REREAIN AT ARREMEREEEAFE, BTHEFADH FRN AR
M, ZET NGS SR B BB R vE A An tE FEOWT, N BB B &R BT Btk o oy JH 25 45 = fo v
BB T EURMBRE RETHEEE R R BN EIREZ, 2020 £%E FDA £ E#ET
Guardant Health ## Foundation Medicine # # 3 2T NGS X panel # 7 A& 7& A2 [ 217 7

Pib g AR AR A & R, BRI R By F B, A Xt FDA ook T #5008 M KL B
K Panel, R ERHET 9 /N B B9 RS BT /) Panel, & Z4Hx 1 B ABE#AT
ABARIE, HEZN R WG ALRT, T REER GH B2 1) & 2020 £/ AT H.,
XEF o BB RO, DUR AN AR R KRR R ki, A RERRREENARRE.

25 EEENSENMESEGEBER

Faps B2

ERRER: EREEE

B A PR R A P e A TR R BB, WA EERPAMMDET T,
R B9 36 97 77 S 2 T 07 b e R T T R R 2 R, R B B 1 V6 T SR DA R R R B R A
FEGETHSEBE L, ATIHFREERK WEER G ERES. BIERRK 2K
WESTH AR, R ANERAHE NI TRE AR TERERELL Y.

ERITEZM 2018 e, #H&=F KA EH CHrAGUI &L lE R H =R
B YRR BT oy 5 5 B BT ZLA0 R0 78 2 40 1 SR B2 R 48 = R ) (2020 440 ) o A # 45
ERTEREZRANSHAL, BWRDTHE, WREERGERAH AL FHTEELR
e 4, RN EEE AR, FolEFER G IR, AR BT B SR
DUERA AR 7 % N Y 2t B KA & R, AFA R Z DT I B 7 i

0
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*2.18: BRNND FERADINAD FRRENEREZDFTERNVERE R

FEERNEY
# 3 # R Gefitinib EGFR
Je %% & Erlotinib EGFR
% 74 F Icotinib EGFR
I %% J&. Afatinib EGFR
3k 7 % & Dacomitinib EGFR
B %% & Osimertinib EGFR
fiti o2 B Crizotinib ALK/ROS1
I k% B Alectinib ALK
3 # R Ceritinib ALK
I %% & Almonertinib EGFR
R A A E A Nivolumab EGFR/ALK
i 18 | 2k 22 41 Pembrolizumab EGFR/ALK
-+ 5 A 2k B4 Camrelizumab EGFR/ALK
BB 8 A 2k B 40 Pembrolizumab PD-L1
B ¥ 7k #41 Trastuzumab HER?
B M i #5442 Imatinib C—Kit (CD117)
BEE W% % #4575 Cetuximab RAS/BRAF
o v B Fruquintinib EGFR/RAS
F 5% R Imatinib 5 e € 1 5 BCR—ABL
B L% ik # B Dasatinib # I e .tk sk BCR—ABL
Je## & Nilotinib MG R
e Fl & B4 Rituximab D20
#2240 Trastuzumab HER?
B % i %2k B 41 Trastuzumab Emtansine HER2
H % 2k #40 Pertuzumab HER?
17 J&. % #4 Inetetamab HER2
e 2 4 i 4 Lapatinib HER2
w58 g Pyrotinib HER2
Z 44 B Neratinib HER?
kA ¥ A Palbociclib HER2
¥ 3k A f% Chidamide HER2
5% B Imatinib KIT
Py 434 B Vemurafenib BRAFV600
s 4rdF & Dabrafenib BRAFV600
th %4 B Trametinib BRAFV600
S J&.F %k #4 Nimotuzumab EGFR
Sk HH SR 4 i AR A A2 50 Nivolumab PD-L1
R S B4y #] Olaparib BRCA

ERER: (MERMEDYIGKRNBESEREU (2020 FhR) ) , EEREEE




F 8o TUES

R G BG4 ke R B R 8% B (2020 S0 ), E#TH 34 ME BT %A
WA TR MR DT RGN T EHEEAN (k218 , Emhg, BE. AR
% 18 M Ak, @+ EGFR. ALK. ROS1. RAS. HER2. BRCA1/2 % Zj## s A2l

WA FDA X, HHEDHAUTER: #eBLBHE R H TREHIBT 7, #
ML EE T E G WA AT EWEIER, WiEET KA. HMIPHT B £ 2 H Kk PCR.
KGR, &4 Fa NGS BOR, B 8T & % 802 % % PCR, {BA 2017 43| 2020 4,
FDA [ 2 v A IE MSK-IMPACT (468 AN ) . F1CDx (324 M) . Omics Core (19396
AN#EH) & PGDx Elio Tissue Complete (507 MEE) |, & H NGS 2 & kA M 12l o9 £k
BT o

£ 219 HEZHSEARITL

MR % i 2R L HH Al SR AR R EY

o UL 5

N o wmame  URAR HEE

PR B AR dmNRAHER, FIRKNE N =

% 5 PCR \ : i o , A
S AR B LB IS A POR 42 o R

B R BE - Bk
BEaRE

R KA IR B9 R 2 A TR IR AT 5 4 B 0 A Y AR AR JEE R

R AR AL A 2T BB TERR, BIRAEEHMFERTRIN, %%;; AEM &S

FEt B AR ER A HEAT AT ' HEEKE EE

MARES kR WEE, Bk

GHEE  BEEZAE RERMHEH/
o RGN E R (R LE. B, 2BE ' . e

[ E PN % Bk k18 AT
F. BEfLE) 86K E 4L 400 AR
. . EiEE o
AR DNA 2 T o b 22 546, FI R 32 B A o N .
g RN e REBE : A Fp AR
B EN B EE, AdXEREFRETRMER _ Xt B E .
L o . Al K& o REHA
Mg 5, LTI M ) ) K.
B R %+

ERRIR: BEEERE

E AT FDA #hof 6y HERE 2 = % 6 28 (L& 2.20) . 2020 FHEE#F 2T NGS oy
BEER GEITfH ctDNA #&M) R 2™ &, 272 Guardant Health # Guardant360
CDx (55 A # H) L X Foundation Medicine # F1LCDx (324 A3 &) . Guardant360
CDx ¥R 7| % 35 T WA % .i6J7 8 EGFR % (L858R/19Del/T790M) = /I 41 i Ji i 3,
FILCDx MR % & TR &R, &R mEAERiTH EGFR X% (L858R/19Del)
/NS R I B B BOR B % i T & R 13677 i BRCAL/2 REHMFIREEH, EHT 10 A 27
HRMT KE 3 M LBTENE: RH| %3 THEF (Alpelisib) 7#77 # PIK3CA &AL

HEZ www.geneclub.net.cn | 65




JRE B, RBZ % TERiAEITH g/sBRCAL/2 R LR M £ 5%, Wi RE L%
REREJE B B3k T kAR IEITH ALK M ddE /N 4mfa i B, wh4h, FDA 3T
FILCDx ByAR&4 &, ALY FILCDx M&EH M 3 MEEWHE N EFEHT R,

% 2.20: FDA #/ER NGS 12t 7=

WA= ZIR FRAL R 5] 3 ST

A 4 234 3 B, H P BRAF, ROSL, EGRR 3 F 4~ 4
K 4k A F NSCLC & # xt Tafinlar +Mekinist(
Oncomine DX Target 201706 Thermo Fisher  dabrafenib with trametinib ). XALKORIE ® 3E /1N 2
Test Scientific (crizotinib), IRESSA® (gefitinib) 2§ 4 & 57 it
TRWEE, INARRETEXNED TR
WHEAE| —ACOxH, F TR BT 244k,

#t KRASINRAS 2 & 9 56 A& 34T VD &l , A T
Extended RAS Panel  2017.06 ITumina Amgen /A & Vectibix (pamtumumab ) # mCRC ZH W&
TR AR,

ZAS I R 2 SR B R 468 AN EH A
Memorial Sloan ¥4 B FhskE A& FHAEEMN T, @& F

MSK—IMPACT 2017.11  Kettering Cancer A23E4T BE A7 fufd T B £ 48 MSL 47 , 4 iR 2
Center 4 MSKCC FF % #y OncoKB %k 4 JE it 46 1l 45 B 347

; Foundation F T4 47 BRCAZ R R 2% (] 45 JE 7 Fnfh 7 2 %) "
FoundationFocus 2016.12 o . il 2
Medicine,Inc. G B H W = AR BT .

£V )
A A7 SEAARJE B FFPE BEAc il 324 ANJEH £ A Ji 9
Foundation RERBEERA, HA—FOMBANER A %E BefH.
Medicine,Inc. ~ AE——MSI #u TMB, 43l & 2 [ | T 45 & 15 A 1 EN TN
2 4y oy e R R 5 H %
VI 212

FoundationOne CDx  2017.11

SRKIR: FDA, EREERE




% 2.21: NMPA #/E8 NGS #E12nd A=

A EGFR/KRAS/

3E /N ZE B (NSCLC) 2% 248 /R DAk B 2 i & 40,38 (FFPE) 41 434 K ¥ EGFR/KRAS/

R%E?FQEZA/;% i;;zﬂé 2000-01—pp  DRAPHMERZALKROSL £ K%, Kb, EGFRIME 19 Sh& FH KK L8BR HRKAFH+
e on = HRKF. BB AER RSN ; ALK ZEBA R T k&R R E D i
WkAlE (FRE AF 3
M ) )
Fe /04 i (NSCLC) 8 AR 41 8 9 48 AR B AR I 2 B s e 3B 4 (FFPE) A AR o i fiE
A% 8 EER NEEAT FAMEMH (DNA) # EGFR. KRAS, BRAF. HERZ #n PIK3CA #:H X%, FAEMEAE (RNA)
R B A B %é%%&;ﬁ 020-01—pp T ALKAEROST ELE Bk MR MET £ 5 14 58 F 5k 8k, Kb, EGFREE ¥ 19 5408 6
& CRREAF T o % (19del), L858R RARAFEEAR N, BAR TR ;S HARN, T7I0M xR
#*) - KR TR A AR WY W AR ALK 2R B AR T T e A R R B e A R D T A
DS
A EGFRKRASALK M+ B AN R (NSCLC) B # 7 #5041 A A o EGFRKRAS 25 B R I B ALK 2R B k2o
FEE A Q@é*‘*l ool9-1p—py T EGFREEI 19 4hE 75k kK LOSOR % XA T & 4L H RABBAKSTHH 00 HHD
e (BretRe %ﬁl‘&iﬁ? Wil ; EGFR £ T790M & R T W suik A4 Bl WA D BT ; ALK 2R Bk &
HRRANFH) ° SR AL VA T RS
ECFRKRASALK 2 ] P e /N2 i B FFPE BEA . EGFR 2B . KRAS LB An ALK 3L o & A W9 R &, #.4F EGFR
e e (RH)  2019-08-26 ZEF L858R. T790M. G719X K%, EGFR EE 19 4M 8 F %k (19del), KRAS #:[E G12D %%
Hl& (BRetRE HRAT FoAK @ AFEE, HEd, EGFREE# L8BR X%, 19 54hE Fok k. GTIXNREA T+
HEREGNFE) ) AR R RERR AR AR BT ALK B A LB AT o A R AR PR S B AR
A% BRCAL # B ey b B2V o B A A S0 o BF Ak DNA o BRCAL 3t B A BRCAZ 3 [l 4 % # X [ 4,45 BRCAL #
7 BRCA2 £ i%;{% (NM_007294.3) 4h2F 2. 3. 5 ~ 24, BRCAZ 2 (NM000059.3) 4M% F 2 ~ 271 B4 &
RARRI R & ﬂ&)&{;} 2019-02-21 ¥ - A& THEERX. UIRK (F#HERX) MEFHFREGEREMFEANGEEL, 4L L
(A3 Ao 46 0E A F MERUIEEAE, AFBEMERRBRERGF ET , AP &THTRabF F oy
T ) TR BT
" . . AN MRS (NSCLC), £ 7 (CRC) B2 & b WA /R DA E 2y & 8@ (FFPE)
% Ui Y h
;;’;igﬁ f;d‘i{ ig;% f-i # 41 4 H A o EGFR/ALK/ROST/RET/KRAS/NRAS/PIK3CA/BRAF/HERZ/MET 3£ [ & 5, # #, 4t
(%EJX;&;E }Miﬂﬁ 2018-11-16  #f NSCLC. EGFR # E #: 19 54 B F 4k 4 (19del). L858R R X% A TH k48 K (i1
AME";) e WA, T790M B RE A TR HEREASR K D W il; AKEEEH (Be) M
- ROSL EEEE# (Rhd ) AT AR B Byt M
EGFRALKROSY/
B locogs | SR (NUC) £ S AT B S TS (FFPE) 04§ EGFR £
- I T T B )
£ (TRASIE A ALK 3£ 7, ROSL 2t 7, BRAF #L[F . KRAS 3t B % HER2 3t & R K.
MiE)
S xarn
Y \Rosug[\z] WEWER 0 oo 1 FAEMEE (NSCLC) & 4 R AR DAk BLR % @Y1 i (FFPE) 44 o EGFR,
NN kA IR KRAS. BRAF. PIK3CA. ALK, ROS1 @ty % 7% 5.
R AR RIMIRF] & e
CBgFE)
A EGFR/ALK/
PR e e SRR (NSCLC) 44578 /R B Ak B 6y T AL I8 (FFPE) #4147 EGFR /ALK
RIFROBAH FRBHA  2018-07-18  oo\c poic EEEE
& (T#ARALE  RAR :
i)
EERR: NMPA, EREEE
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2021 ERTVIEER

BRI E % M A Hof s NGS fria s i &/ 94~ (W& 221) , # 4/ Panel B
iRl g, o 8 AMEER TR DA IE, ENARIZIRA R EES, AR,
EARBE, REEF, AR, ZATF, FEM%E

B BT E W 3 _E A A E AR A K AT RS T2 E, EENFRA TR
FVBSERNRATRAT R R EETRMEN TR, BEWONEES XTI TRS, &
L — ¥ T 7 T4 45 E B EF T TARC) £ T 2020 423K & H% E 7 H 3,
2020 FHEFLBERFG 457 T 6, RMAEFE 2 K, NBEHEE 30% #H, HuTHEM
g A T MM 229 LU EA .

Jib 8 2 AR By KR T 1 tE R B A B R B, B R £ ER REE RS A
NGS 8k, EHM LW 7 E, EENAELmERLY GEF LML =&, #4 Exact
Sciences 5 % 4 Pfizer &-1E 3t 30 Cologuard il &= & By 7 41 € &, £ T RAEFESAE R,
Guardant Health B4 5 40 $MNAEMR G X E P AT X &, SR A AR, RIOK. Ei
o BMS %, ETEAEF M QHE L RFIATREERLENFEDE = R ET R, mELHT K.

2.6 ERIMUEREL

HAEE ANEE SEHER BEEHE Foundation Medicine  Grail
EEEe T4 MAES HMER Myriad Genetics Exact Sciences
SiEAy)  EEYTEE ARERE Guardant Health Thrive

ERRE: EREEE

3) BERAERMDB

WA (CREBRFERMAAEZSTFRMBEAEE) , BREWRFLEREMENTIR
WERIMAH, RRMAENEE RS, 98, W, RER RER LokEk, gk, F
kot ER, REREFOEN, HRBELEEMREERTIRNEEAG A, W5 MR
NG sz A BRI — KRR, WA R AT RN LR RALETEN AT REEZ —,
2003 £k, PEAMEREAME (SARS) . mERES A, FAHINI mg&, AL
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F85n TUES

WREMEE, HAXTARET hEdkik. R, BRI RENELREREFER
BEAY, RERFTGER R RITHRE, 201945, 28 FAFE, BITHEHTHRRE M
B HIX) EMEFEHELF 10244507 #l, - 25285 A, W& KHKFEHN 733.57/10 7,
WERTE N 181/10 7, HE2021F 1 A22H, HIdkmELELKEEANFH 2097
AT, Bit# 9823 F A,

AR R AR R MR R T W A, RERERRERE DU RE, R mERAL
M, FRIETER, THET. 30% UL EEMRK, EERFEFTEHERARLES
B 57 kit R, SRR ARSI BRI E ., R EH KL FENER AT R
B F DB RS

REERFEMPE HAFEERA: HH, RRFRN, HBREN. S, BERERR
e R AT R A KR A, e RAEACEE SN A L, BB R, BORR, ROR, AR, KRR
F, AR AR, RESRBEEHERAZFREA, W, HH. BW. FHEFREEYSEMN
Z AR K,

aEEATR, HIV, X = XERRmEeNEZRAMNELZFRMBA, EA%TAE
e e KRR, 2L LU AR KR 2 F DB BORE A O B T H A A A o oy 1
B RS EA AR, U BRAR MEAR K E 0987 =M R A & s R TRel o, §5EaR
RERFH K2, MABGRRBELRFFH. 2F PR EORES IR 7\ EZHAE mNGS
A1 PCR $UK, 56K mNGS % & /&K, J& A PCR #4721,

2.7 mNGS ARG

fEB3KIE: Clinical metagenomics
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2021 ERTVIEE B

& 2.22: RYpOFTERBRENENE

it ERMRHE (& )

EMABR

EMHES S

Ht# B E

10

11

12

13

14

15

16

17

18

19

20

21

22

23

‘/70;

AR R 2019-nCoV B AR A & (T PCR %)

AR 2 2019-nCoV B AR KA & (T PCR %)

AL 7 2 2019-nCoV AZBR AR A & (Ft PCR 3% )

AR R 2019-nCoV B AR A & (7 PCR %)

B R 2 2019-nCoV A BAR T RKA| & (T PCR %)

AL R 2 2019-nCoV AZBR A & (Ft PCR 3% )

HA R R 2019-nCoV B AR HA & (T PCR %)

AL 2 2019-nCoV LB AT A & (3% )

A TR # 2019-nCoV AZ BR AR iR 7 &
(RNA [EiR4 3 — &34 EHT%)

8 4R 7 2019-nCoV AZ B AR IR A &
CRNA R4 )

F AL AR I 7 2019-nCoV A BR AR KA &
(RRMRFIR AR )

FAFRAE=E (2019-nCoV) ZBRARIM A &
(7 PCR 3% )

HiA @A 2019-nCoV A% B AR K A &
(EBRYH# - ZHTOL®)

AL 7 2019-nCoV BRI A & (Ft PCR 3% )

H AL R R A B 2019-nCoV A B el A & (7656 PR 3% )

HA WA 2019-nCoV B AR A & (T PCR %)

AL R # 2019-nCoV Bk A A & (7656 PCR 3% )

H AL R B 2019-nCoV B e Ml & (F6k PCR 3% )

HALEAR A 2019-nCoV LB A B & (L PCR 3% )

AL RO # 2019-nCoV B A A & (7656 PCR 3% )

H AL R B 2019-nCoV B e Ml & (656 PCR 3% )

HA R 2019-nCoV B AR RA| & (T PCR %)

A AR 7 2019-nCoV A B A KAl &
(BRAEWAHEREWTF %)

EREE www.geneclub.net.cn

o Al ok 2k 2 A TR AT TR B

R A A RCE A IR F

b3 4958 5 WK A A IR A E

RINBRA B2 FHA RAF

AR 77 R A ] o PR TR A

LA A A RHBOR (A R E]

e e EH R RAF

BRI R A B SR R TR A

R IR A B IR E

A A R R F

23 (EIT) £EMFEORRA

LEEERMEEFRFARA

AU AR Bk 2 M BARA IRA ]

RIXAE A PR R R TR A

735 R IR F

T IR A A RO IR B

AR E T RO IRA

ol ok ek 2 A TR AR AT TR B

F £ WA RGO RAF

g A A RHEOR RA

b A AR A TR

HEREPHE (RK) ARAF

ek A PR (RX) ARAH

iE v 20203400749

[E £ v 20203400644

I 20203400537

ARIE 20203400535

AE v 20203400520

HRIE % 20203400384

HRIE v 20203400322

[E 47 v 20203400302

ARIE Y 20203400301

AR 20203400300

HRE v 20203400298

ik 20203400299

HiiE v 20203400241

AE v 20203400212

ARIE Y 20203400184

AR 20203400179

£ v 20203400065

HRIE 20203400063

AaE 20203400064

[ 4#7E v 20203400058

HRIE v 20203400057

[E A o 20203400060

A v 20203400059

9/21/2020

7/13/2020

6/9/2020

6/5/2020

5/21/2020

4/16/2020

4/3/2020

3/31/2020

3/31/2020

3/26/2020

3/24/2020

3/24/2020

3/16/2020

3/12/2020

3/1/2020

2/27/2020

1/31/2020

1/28/2020

1/28/2020

1/26/2020

1/26/2020

1/26/2020

1/26/2020



it EFTERIRFE ()

A ZR EMIESS it B H
1 A R (2019-nCoV) 196G HL AR MR A & (kA k) am L W E £ f R AR AE [El A% v 20203400796 10/12/2020
FRERAE (20019-100V) oM Sk MR H &
I T A A A EREk
2 st RYTEAA A WIHERAARAT  EAIEY 20203400769 9/29/2020
32 T % (2019-1CoV) TWIg6 A Mk Al 4 :
3 P A7 i
GRS R T  BIE EAT ) ST A A R A RN E] El A E v 20203400776 9/29/2020
F R A% Q019-rCoV) ToWIgh FA B R A 4 ,
4 e 3 N o
LB R T R IR EAT ) JEITBLAE A AR IR E] [E #E o 2020340079 9/29/2020
A TR AFE (2019-nCoV ) 1gG oA 7] & .
5 = HI 77 T HE A 3 & b v
(AR E ) N T AR R A M ARt TR E [E] A7 v 20203400770 9/27/2020
E: TR 7 2019—nCoV ) IgM/IgG 4l 3k 77 &
g el VRS IS s ol TR E B A AR A Bl 20203400567 6/17/2020
(BB A4S )
HARRE (2019-C0V) TMIgE AR MR A 4 N
7 T EHHM A7 ok
(B3 EREAIEENE) b4 5 2 A RN E El R E % 20203400536 6/9/2020
FRERAE (2009-100V) FHARHRAL
. i : - .
(LHE R St 05 AT ) b R A BRI A TR A F El £ v 20203400523 5/25/2020
A &k 2019—nCoV ) IgM Hufad X 7 & .
g FAMREE (Z15-rCoh) Igh RELHAA WS (K#) AHARARAS  ERDE 20203400499 51972020
(R2&HH)
E: TR 7 2019—nCoV) IgG %7 S M4 A 2 .
o MERRIE (201570000 106 AR WRKE (o) AMAHHRAT  EHEE 20203400498 5/19/2020
(2 H#)
FRERRE (2019-100V) IgM kB RH 4 , ) . -
1 ) A AR ik 20203400497 5/18/2020
FRTRAE (2009-1C0V) 106 F R KA & , . -
12 (EBE ) 3 A 4 A A TR AN B [El A% v 20203400496 5/18/2020
FRERAE (2009-1CV) oM F AR AR A & o : o .
13 (B2 % 3% ) F N 22 B A A TAR R A A IR A F] El £ v 20203400494 5/15/2020
FRARAE (2019-1C0V) 106 F AR RA £ ™ : B -
1 sttt 022 B TR TR AT A ] [k v 20203400495 5/15/2020
st 8% (2019-CoV) IgH Sk 4
B e (RSN il s 5 Ho 0 T 5 A A R ] [k 8 20203400457 5/8/2020
(thas)
FEARA 3 (2019-1CoW) AR &
16 LA (01Ol SR AA b R RAT Mk 20203400367 102020
(g i)
RIS (2009-1CV) oM F AR AR A & \ : . -
17 (BB 2 % 3 ) FH (RiE) EMACHERAE [El 4% v 20203400366 4/10/2020
FAERRE (20019-1C0V) 106 P AR KA & i : _ .
18 s F (R A AR Ak o 20203400365 4102020
FRERRE (2019-1C00) HEBHRA L o o -
19 i ) T Y5 A RAE v 20203400198 31972020
kA= (2019-—nCoV) IgM/IgG o R Ad il X 71 &
2 Tigi’i? (AT il e et Eigh (E) AWRAHRAT S 4 20203400177 3192020
A TR 2019—nCoV ) IgM/IgG Hu kb il 7 &
gl e TS e e TR ARG R A F ik 20203400240 3142020
(kthas)
E: TR 2019—nCoV) IgM / I9G HufARAb 3 7 &
g TARAE (AU5nCoV) I/ G RABMANE oy it mA T [ s ot 20203400239 3132020
(tha )
st 5% (201910 S T
gy i (BSR40 R PR R AR AT BT 7 20203400199 V112020
(tha )
FRTRAE (2019-100V) g kAR A 4 : : _ -
24 (BB AL 2 2 63 ) RS (ER) AW ARAE El A v 20203400182 2/29/2020
FRERAEE (2019-100V) 106 R M KA £ » .
LES . G A
25 (B2 2 63 ) 1 # (FX) EHRLARAE [E Ay v 20203400183 2/29/2020
%6 FETRAE (2019-n000) FAERMANE (RikaE) /MFTEHHARGHRAT ks o 20203400176 212212020
2 AMEREFERRBARAE (ERF M E)  ABERS G WARARA I ik 20203400178 212212020
FEREER: NMPA, ERE5E
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mNGS EARME B, E/F AR RINBEES, €7 UKL KB LD,
ERAR GG R Pl X KRR KT, R mNGS A M I JRAF A o 4 7 3 e
FWHRBFH, BETHORENEEA, mNCS KRB &P REARE, HBRER, XE
# & . WF. EEAERXRY, HE mNGS HA 8 I KR A = B4 Xt & f 45 44E Fo
BHAXRBEEIRON, BEME, B RFAFERARFESREWR M, UEMHE
MAmERAERAE M RN ERE %,

mNGS B 7T — kMR AH., W, Fafrd s mERpmEERN, BEXFFREY
¥, AEERATRAAREEMBEERLHNDY, FTRABTETREMEMTERET T E, &
PRGN EE Y, EaTHARFELEE, £AAELNFIER B E T A PCR, &
£ 2021 1 A, NMPA #4006 50 M@z @R A&, 4 27 MudEgill =&, 234
VRN &, £ 23 MBI~ &, SR PCRENKAME] 16 1, & 70%,

REEFARRBFERERUEATXFEAFATORRAE, RETARKELR B £
Mg A3k B 484 7 4, 2B B 2347 1.6 LA ZBARN, %473 X404 120 7T/ Kit4,
B, B A FAUHT A B AR T A R B 200 1070, B RTE W BNk & F A LA
B, x2#H, 2AEF. HEEEE, FEVHFERZRNEIRNFES

2.8 ZEBENAREL

HERXEE SES Karius

BEEY TRHEF IDbNA
RO R ZMEY CSF Viral Diagnostics &
KL ER 2L Discovery Center

EERR . BREEE

("t =252 2OV KRR Adh: S AERER, RERRFEALLEER,
AR E RS MRR AR E R, Ak POCT A 6 A2l DL & & 5 XA R AR
R R G el Itk R BT AW, EE R FHHARLE.

MiE AR, ZRERIERE TR R TREEY, KRR ETHN
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AR FREMENRN, BRRB UKD RLITER T RO BERIG 0, G200 b 42
KB R RGN AR — R URSRERE, & 8 LH A WEERTT,

223 XH®EN

HR NG TFHFEHETHRES -ZFANMEEATENRRFATEL RS TEDG T
RT@ERAELEERR, FEETHEREUKCART £ AMNMHE, MifndtEiET >~
BERNEFFUMELE, ALETHAGNTRBANERRRFRERRETNT R, HH
THAREL (REZR) LibAkK. BE R E BT RAEHR KA, 2REEBTHA
il KRR EE X 4651 B, RE 6198, &k 13%.

2.9 2KERPATIRRIZEHE (&1L 2020F 12 8)

) wr
Sy "a'
- » 76
# @
oy 1 ;
ey ¥ @
: a ) & H ;
74 ' 96
\.‘.
108 ﬁ I
. #

EEFRIR: clinical trails.gov

D EEBTHEX

ERE, EEET A (GTMPs) BT 28357 % %4 ™ & (Advanced therapy medicinal
products, ATMPs) , KM &3 F (EMA) WELETERS (CAT) FMARAHGEZER
4% (CHMP) ¥4, 7 %E, FDA &4 4% %37 M#F % %% (Centerfor Biologics Evaluation
and Research, CBER) f#i 5t £ 4| & U KMk, . AMIETT. EEET M X ™5 EE.

TR E, ZEET - EE NMPA 824 & #iF+.& (CDE) i % #b, BRI 2020 4F 9 A
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CDE XA th (EBEBH =B AGF¥HEGINEARETEN EXERR) ), EEET*&
RARFANME, 20 P B xR 20 M B 3 e A AT A, BROR R AR 7 R SR AR
W AE P LR BR e T BB 2 e, BRIV R R e TAR AR B A R R R
RGULR, HEMEMKLSTH DNA, RNA, EREKENFE, AFXAMF, RELEHEE
a2 5, EREET TR EE0 80 URE N AN EE BT &, SR DNA ikl
FEEIT d, RNA REF BT =&, UWRLAEMAEN N BEKERET &R, E4 K
A0 FURL DNA h Sk oy 2 g7 = & B %

2.10: EEATRIDE

RNA 2£
e=3e3pi=pird
falT

BRBT

#EKIR: CDE, EEEXRE

2) ZEBTHREAR
© #Hf

o B9 26 BN 20 M P9 By TR R o Bk, R AR R T f B A LI R i, F R B R
KB A R A AR R AR,

RERHIE
HH ¥ AR ERECERE S, WiE, 2ETRE. BREFUREHELRE,
L EREEAN A, FELZRALEE, %% R A0 h 2 2 B oy AN 3 AL
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i A8 %% % (Adeno-associated-virus, AAVs) &—#IEBmMEM/ NrFE, BAL 5kbHy
% V¥4 DNA (ssDNA) #FE 4 fofe F RGO H AR B K HELFF (TR) 4 K. AAVs H
SFmER AT, HLFERENEEAMANERTES. AAVs W& 8 K% d VP, VP2 frn
VP3 =T HUAT K, EEAFMW rep HEN A FTHB L5 REHEFH. #FTHE
EURFEEETR T KIEERNE A, 1Fh 3 E RN AAVs £#HATA T & 40, A%%E]é’ﬁ@lﬂ
HAFANITRs 218, HPREAZEAY RERETANBI>TLMG, XIHFFRERAL
E4 AAVs B By WA E, 07 DR e & B3R AR 7 A o 5 % R 1 e e i

f2% % (adenovirus, AVs) & —% DNA f5#, HEFE 4K 34-43 kb 4k 4y, F A
HHEMTEN T ENEEARTE. RACTHRD, BREEXEAFNH 2 M KwELFF
(ITR) , &4 8 /Mt Fk#t, EHMAE (E1A. E1B. E2. E3, E4) , ®wE&EE (VA2 f
X) Ffre 3 E (L1, L2, L3, L4FnL5) . H T HRELL2HBMERE BT HEK FHEAR
XAV B EEAHATT KB

* 223 ERBSERUEHNYSXLL

RIS =S SRS
A& S DNA DNA RNA RNA DNA
ZHREE 5 kb 8-30 kb 9-12 kb 8 kb >30 kb
.95 B # % % % %
RE5EE ; ; ) ) )
EEES - - =
AERESD  ABRREHD PR SR BT
2 3%t 2 ey
bl i i e i B
‘ ‘ \ ‘ T
B BEAN LURAEHE  BERAH B T
5 34 B 6] 2
\ KB e A AR T % % % \
ot \ ‘ ‘ BEA
YT T3 * %% ok 4 ik

ERCRR « EREEE

E1 5 E3 X R #H ook ko9 % —RBETEHF KL R BUE %, EF 158/ NT 8kb W H,
FETMEEARWRMRE, RN ERR N A I RNAEEFTR AT RAE R
REFHFE, FoREFREZEE — RN F RAREEE A+ # Bk E2A, E2B # E4 11
A, ERHITREZORRRANFE, FHE - REETHENERTRBTRAE
ro HTHARAENFE, FRBEEMERT EMREEEL, RN T A I B K
MM AVs Hfk, W EWE = REETNT UEF &L 37kb oy By R H, Taes s AT
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4 5 & (Retrovirus, RVs) £ —# RNA /7 &, 2 H 4 H gag. pol #1env =M AKH,
M A4 LTR, Gag RABFEHEWH K B, pol BT, EAWME QBN KOEHE,
env Il ST R BB BEEE A,

BHIFERRN AR FEZRHECE B EDNA Y, HAARGWERKE, 2T
E—thY, EHRIFEREEER BT FC 2N A TREERKR. BEMRERERR N
WEREFE, hEERBREABNEEARE, KA RVs TR S M iKuM, BFKE
Taf, S Talfon 2T oM. ERERTRENZ—MEaZ, N7 UE4S 9-12kb
KHWERE, FHFAFMEE. RVs §— Mk iz e B A Z WA BRRE, ERATRE
EREFFEMEMR, REFHR, BHARFAETFREARZHRG, L, REFHHR
RARZ AR ERBARE, 4 "Eom" HHEEFREFLEANE IENEE 8%
BRE, A RBERAE NEN—NMFAAGLE, WhBIFEESEERE, X33
MaRcE, JIRALERRNG. HbEMRESETOREREN, FEFLHTHEARLR
KA TR

&% &= # & (Lentivirus, LVs) £ RVs #y—#, ¥4 E X RNA J7 7141 0%, #EHEEE T &
DNA 43| ExEFAY, AEFZARATELRL, SHRIFEMMN, LVs BEELAK
HF s LTR A9k, B 484 gag 2£H. pol ZFE LK env £ B, gag & B 75 44K &8
PR7EA, WEEERKTES; pol BEN A REDERELFAMKEGE, env ZEETE
FERENEERE A, WA, LVs ZEAXGERMATEE (tat 2 rev) AR E/ M4 B3
B (vif. vpr. vpu finef) . tat £E 5 LTR #4655 &4 REXENEF, T rev & H N xt
& B REAFHATREN,

BREREEN T UM BN H#H, WREREREBETLRASK, UWHIV-1 HEE,
FRAEFHRAEREEXE T £, RERERNEHENEENEL T4 R R
REEFEFRTFEZROWEEL, Fatepaia (02937 M) #1Ta%, —RK
BRERGENZMAEERELRR, HP-NMRENERIE, €8 CMV BT, ek
env AN EERK; F-NMNREAGERE, FAeAfiArEoRmsEiga (VSV-6)
EHENFIAREREREN env £H, WURBFREWELILE,;, F=MRENEEFTEW
HEWHRET . FRAEREENERERT HIVEETHamBERE, RRET
gag. pol #rev3 NEE, MM ARMERT EAAZANTHE, FEHRALRARES =
REFH ARG HEM LR AT RN ORI RS, WREMES ZFEANERERER L. ZH
A env L E AR E — AN RF R L, ¥ tat ZE £, F#t— 5K gag F pol 28 FF
Ryt b, AR EHN T, FHFERG” £EERFNTRERK b, THINE
Y —WHIV XEH, #FRZRBEKAGNE I REREEANRAUEMARRR,




F 8o TUES

HSV # 45 % % % (herpes simplex virus, HSVs) : HSVs 2 —# DNA # K 41 K & #
it 150kb B R E, HEBEANERED 90 MEE, ERABLXEMTRZKEFLFH,
FHAEATIZHARANERE. i, A3M HSVs WERARZA TEHEBTF. &KW
¥y REAKEH HSVs £ H F 8. HSVs R A5 /7 7] AR B 83 B F B R A A& 7= 40 M
HEERK, BHAT RN AENSRDNA B, %K A%MK T HSVs 24 A B i
SHWEE, HFERAARKEN. AHGBEREEREK, BRTREBEHSVs FEW R RREE, &
ERmEREM R A E. FHEENESAA S, XREFLTHHSVs BEaMZa (ICPO.
ICP4, ICP22, ICP27 #uICP47) ®yikik, M4 & H &k wy HSVs #ik, Z E AT 5lo B
H A 86 A 8 HSVs g & B2 — M RN al, (B8t Dk iy & 2 H o 55 1 HSVs,

EmSHE

REREREZAEAMRGMERRE, EhToRFEE. B0 % E 8 DNA HARD
ERE, REXARGENA LMZ A - BEZNRE. SREFLEREMLL, FRFLERELR
AN, BREEE. LFEREGEEZRR P ELSGNTREFR A FEFLRERE
R R A FEfoy Bk, P FrEafARme muE RS Emaal, aF
B, REWARTNAKR T EHER DNA, BN mp N LRk, HES
N R R T R OUR G LR U R R R, B AR, AL, kA gt DNA EA & F &,
NN A=RAE S E PN ) A

@ £ A %%

F£224: NMERINERRFEEIE

ZFNs TALENs CRISPR/Cas
DNA £ & [ F B & A A SRR RN B SGRNA/CrRNA
%R I o Fok I Fok I Cas & &
1 A HLH DNA- % & 1 Al DNA- % & 1k Al DNA—RNA 4
Pt E i 4 5 55
L # % 9%

LA, EEBN,

5 A HEMK, #ERAY HEMS, #RAY
. b e ERAY, LRSS

B AR 1% %

Ik

ERXE: EREEE
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#IGM B (zinc finger nuclease, ZFN) X #R4Ed6%& AR BB, H4E45% G4 i # DNA
RA BN ERRERBRATEN R, FHREAT A RETSFHERLT, SNMEHRET
MEFITE In" AW REMN "FI” W TEH, ILEHEEUNFEARGER. Mo
FRAME RN RE AR, GHIETHMN, F45 64545 ERA DNA E6 =AM
Bit5 246, RABEENERL, ARASEE WX —/FE, Rt it Ea ey
WAL DNAWERE S, ARERENENREASEFRERRAVMSEHARS, RiH 2
LA R B AL R AR IR ER B

WE, MERANEBRATEEZRE WHEH Fok [ HRAE, EEAZFEU_RAE
AR E DNA, FrlA, EXREAF, #EFEME 3 ZFN BEK A E M. & Fokl
BARE — AN & g AN R — A ZEN, RAGFE AR, SRR EL TR S E
B A (6-8bp) , WANEAKZEN L8y Fokl st i — RAKZE AL = £ Be sk e, £ DNA X4
#7 % (double strand break, DSB) . % DSB X 4 J&, ¥ bA# it Fi42xf DNA #7154,
— ¢ 2 [l 8 & 41 (homologous recombination, HR) 5%, 7 —/NE# FIEEH DNA #iK
HET, AREHHEARFEENIRLEREES LM AW DNA FF L, 7 —HZERR
Fm#%# ( non-homologous end joining, NHE]) %2, H#H &R 2 DNA X, #R
A, ZBENFEEIH DNA BTRARENRE, ZHERNTAERESH K, IH#EE
BEWRRAEE-NERGIET L, BEIBZEFAFARENKE, K2 DNA & Sk
W,

211 BHEMERBSRIERIREE

Cleavage Right ZFP
domain :

b

ittt @0

Cleavage

Left ZFP dlamain

SB3ER: Cecilia L et al. ,Front Plant, 2017

B FHOE T AN W F B B (transcription activator-like effector nucleases, TALEN)
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R 7 TR, EA I ZFN Ei 457 A R,

5 ZFN A, TALEN &4 —/Nde4 5% 48 DNA ¥ 41443, (Fok D , 5 & %8 )7 7
e M dy DNA 4 6 45403 @A UL 4& )R DSB. 5 FZN F IR #y2, TALEN # B DNA % A& % #y3
WA EE TN ETF (TALE) BERTWEEFII4ANK, BT & 120E 13EHEANT
THRERMN, XUELFH AL LM EHMN, TALE FHXHENT ZHAEBRBEA E
75| MR AR K& I (repeat variable di-residues, RVD), %> RVD # LR 5| DNA Y
NREFH—A, HEKIH RVD H 5 #, H& HD &7 R% CH &£, NIRA A#E, NN
WA G ABE, NGRA THIE NSHURA T. G CHARELFHEZE—HM, RVD 5
BARNESRERZ A FE——HRBE KR, MK T —NE% 628 TALE-DNA R 7| %4,

AN Hu oh ¢ MEAZ B 4T B Fokl B4 2| DNA 2443 b, D66 54714 DSB, M
¥ DNA & 41 DA 52 3 TALEN % 5 iy %0 i 2L Bl 4164, OF 7 47 138 DNA W7 445, 4008 Fokl
VIR — R, B, s — 4, XA TALEN M3 30k 3¢ & 1 DL 45 A48 4 B9 DNA #2
HEE, ANEAAEZNEAELYWER (12-30bp) . ER, S4EEaHL, FFE
EH R R K TALEN AW ER FHI 2 H R, XS TR TR ENEEAME, EF
HEAWFUETIEZE, SR FREE/TATIHTALE ZLFFH s, UEIHT
Fley S E 4545 B o, S REREE, %508 EFih R A E 4,

212 BREFFEFHYNE FZERESE B RE

Central DBD P
GCTATAGCAGG \ TTTTITIT T
EEEEEEEEEE CGTAGAGCAGA

Fokl

EEKIR: bitesizebio.com

CRISPR/Cas # # CRIPSR 7 & # #1% 8 1% 42 B 5 % 7, 1 I 1% 4 7| ) repeat ¥ 5|
spacer JFZ| 4Lk, WA repeat 77| # [F| £ F — A~ spacer JF %, repeat J¥ FI 4 — 4T A&
AAA, T spacer FHINKE TYENEHAFHINIREE, T Cas Wl #k H CRISPR X B & &

(CRISPR associated, Cas) , 7t CRISPR/Cas % 4t # #& & R A 41 &1 ¥ L H b1k Fl, R
# CAS & |ty £ [ DL R TR B & &4 M T, CRISPR/Cas R4 AR A%, £ 1 £ R4 (IV A,
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MARIA) F, EANCasBEEASMERIATTY, 2X25% (BHFALAE VL VRID #
F AN o

CRISPR/Cas 4 # T A th A4 R ¥R AtE, @FaFE: (D Cas&a, —HEHE
e R R RN AT B B ; (D #1m-3 RNA (sgRNA) , &AW JEZ8HE CRISPR RNA
(crRNA) #n R R #7E crRNA (tracrRNA) W& e mak, BFHEmFRE; TD KA
g T R4 F (PAM) , EEh @ RH B Cas B ARG SNREE,

CRISPR/Cas ¥y T 1£ & #: % 45 H # Jr %] (adaption) . CRISPRRNA s # (crRNA
maturation) A & T % (inteference) =/“# 4 # adaption Bt B, Cas & & & # ¥ PAM
WAl W bk 2 B B, JF 4% 5hJE DNA 1 Tk % & 2| CRISPR /¥ % #, & CRISPR/Cas % %4
AR AR REEENERE, Y%&FE 875 /5, CRISPR FZIAIME 31 T4 8 3
A CRISPR 7 7y # %, Fifs 2|y # % =42 — &% 4 RNA, & CRISPR 77| # &
spacers £ repeats, .3 #k 4 ¥ crRNA /7 7| (pre-crRNA) . Z J& pre-crRNA 2 7 48 % B
1R TR Ak e 5 B B R T AR A B AN Ak B crRNA, X %t Z BT IE 8 crRNA maturation
M8, 7 inteference W Fk, BIHIFT/FH crRNA 5 Cas Z B A R B BE £ &4, 5% Cas &
BETESEE T RER, AW BNRERE SR,

B ZR & WERETH % Z5% M CRISPR/Cas9 2%, ZALGHEMARN XA &
T, RE-ANERNAFF, staAH CasO & A KRA. 44 FW#E % DNA, # &K DSB,
CRISPR/Cas9 #y f# Jfl 8 %, T & A i T2 - KX 41 %4 45 € DNA 327 7 i B 45 - R R g i F &,
RAF T 2 E 4558 kit Fr S BT By R

2.13 : CRISPR/Cas fER R

’ crRNA maturation '\ ! Interference
| , N i
! o —— | o e
1 I “.-. = T —
: Foreign DNA | 'ACaa i : ¥ ‘;M\
il “x
I

I

]
]
: i nuc]ease !

— ‘

.................................................... i
-
Tipe specific cas operon CRISPR array
pre=crRNA 5o 3'

EEFIR: Wang Z et al. ,View, 2020
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Be, EREFE, Fa, REW4M, CRISPR/Cas9 T ) A TR E &% fn i FiET &,
EELFRERF, HENL, CasO & B E MUK WH R H#ATIES, HREESEHAXETE
H R ] AL,

® EHHER

FEHHBRR X 20 NEAREW KT B EMN, €35 DNAFn RNA AR ®, ERTR
fit4% 5 DNA = RNA T AR5 6, BT o DAE A #R4t K # € DNA =t RNA #y 545, &R iE
NE, ATERHEBRWEAGMHERS, TEAERXELZEF®R (ASO) . M TFHRAERELR

(siRNA) . #/EREZE (miRNA) MR ZEBRERAK (aptamer) %,

R X F# 48 (Antisense oligonucleotide, ASO) £ —F# 18 ~ 30 MZH B 41 /&ty &
TR R, Ed ¥ m mRNA BF )& G FUROR W 2 B oy Rk ik, RAE 4 mRNA By 18 77 R,
ASO ¢ 2k [ #8716 L #T 2 & W AF, RNase H (K it FAZ B An = Bl (L [ FAZ H ., Rnase
HREZMN— LR AN KR, #49%455REIR5 I % DNA-RNA & 614 4 8 RNA 4,
T P mRNA 8138 K& 8 . AR MEEARTHREF, 7 UEL KL mRNA # 8 RE &
FEE mRNA FHA B HF R S AMRRIT ASO, F RNase H &9 1E A T & ¥ mRNA,
ASO MFHHEXRAM S —HFAEBARCEMEREFRXTHERG kL, X —TRF,
FRHHREL AT BF AE B T mRNA 8 #1iF

/NF A% EZ B (small interfering RNA, siRNA) : siRNA 4 # 5 T Bk RNA, & —
FH 19 ~ 25 AN Fo % H BOM K B EE RNA. 2 5 40 LR &9 T R & &k (RNA-induced
silencing complex, RISC) 454 /&, siRNA fifje, H 3 I U835 50 78 20 10 i o e A, T 25
A R U H RISC #7E 1L, #F 57 15 456 % mRNA JF 4717 % mRNA, 5] X # mRNA 5 57 £ [
ff, M PELRE 4 E AR W BE OF A 2R E Rk, W T SiRNA R 454 5 M b 9 ] 5 sk B 0 R
K, BIFEZHERRERE T ANRRTRT BN, ElEREA L, #E FDA #g &4
siRNA %4 -Patisiran # fl T iy ia 7 s B RIREZZ AR R, WHE T4 siRNA
%4 -QPI-1007, B3N RREH &, A THm AR Z A E o FRRE BT,

WM AER B (micro RNA, miRNA) : miRNA £ —#F i1 21 ~ 25 MZHF B4 K iy 4
g% RNA /N9 F, 84 5 argonaute & A — & 1F I £ mRNA T %, A %% % & 1000 ##
miRNA, 54 # 4 B3 R FfR ZREHE X, WAl EAAT. RE BE. WERTEE
A KK . miRNA 2 B3 i RNA K48 11 4 %/ 5% miRNA, 474 miRNA 7 41 8.4 &
P4, z )it RNase Il 2% & Drosha (ZE48MAZ F) Fa Dicer (FE4MF ) WA BBy 1E
F 7 R 2 B miRNA, R % 87 miRNA f£4% 5 argonaute & & — &2 7 i&k RNA /5 8 ISR K&
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441 (RISC) . %#t5 miRNA &%) E 4 # RNA 5 RISC 454 i, RNA #t4# EmM K%, A
i L34 T mRNA B H & 8 i, BT miRNA 8 0 Bk 1E Al R % Z miRNA 5 # mRNA # 2 2 %),
Bt LA — % miRNA # 7 DLf# £ > mRNA ZEE B, —MNEET UH L & miRNA TR, ER A
BT H, BT S AT FH miRNA 5 F —/ mRNA #1454, 7 AT & K% mRNA # & F,
BB FEATEA miRNA fEF 2 F0, Bush, miRNAEHPERBUE R E 5 5 gty X &
FYME K, BT UEARE RS, HREND TR EE IKIE,

BB E R (aptamer) : HRE /LA EZH R AR, aptamer 2 —f i 2% TR ITE
RY Z R, CAKBMTRELARY, MREELGHAWRAFEGEE A RREE,
EREE G AR AN R AR S, B TRRN BNk, fl, XERRMAHEHE
fi (FDA) ik 8 & A>3 B F pegaptanib (Macugen, 1 OSI #1| 2 2\ 5] #r Pfizer 2 & FF &,
ATHTEEFREXEERT M) , HEARMIL VEGF AR KT X AL S, #mIH
RN T I AL A ME R R, HMieST EK E A E S &M ROR AT IR AR,
i pegnivacogin, — %t ifn [ F [Xa ) RNA AR A ; fovisa, —Fn /IMRAT & & KB F
(PDGF) ##uAl; LK Zimura, —# Rk C5 &M (Ophthotech) . M4, aptamer £ #
Y& b 35 # 4R B T 32 1 £ 3% siRNA. miRNA A4 Fodd 7 42,

3) XEBTMHASE
B, @A EEE T EEN GRS EERERE L. WM,
O & %57

B 6 57 72 Bk 8 U8 T U Bk oh B B R e LR K T 48 M7 % (Chimeric Antigen
Receptor T-Cell Immunotherapy, CAR-T), E [ £ % 243 ik /E. CAR-T J7 & oy Zhafy L 22
RATHFATIBRG T EE THR I AL ENDNA, FTHEREX “TREMEE” CAR (i
BHReEMRZH , AT ETRAFEMBmane Y, BE6THARE 58N RRBN,
EEERTHBERER. CARTTZEWMEMNEAMBIET 7k (BT, Wy UARmEY) 8
T, HAH R E L. G E R,

AR ER LR LT CART =& A =3, 2572 #E% (Novartis) # Kymriah, Kite #
Yescarta £ Tecartus, HAE W CART X =& #R| ETHAERFEAN, 25 hEEYHFM I £H
HEFCFEHBAUARGAEEN | RGmEOFEHN K. BAARNRITEEE CDL, H#
ShEFE CD22. BCMA, CD20 % £ AN k.,
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2 2.25: FDA #6#8 CAR-T /=&

FRALL B 18] FRALIE K7

KRR MERTR B B A A s (ALL), 23 2 A B L R G
Kymriah  Novartis D19 2017.08 TR AL K BB A B @AM EE A, B4 DLBCL 45 B
2 AR L, DARCE M Ak 9B B A2 By DLBCL

Gilead ZH2REUERAEBTHNRAZRIEEEABARMKEEESY,
Yescarta CD19 2017.10
( Kite) 49,45 DLBCL Fn e 4 5 B 42 bk B8 , DA R & Motk B 0% 5| A2 49 DLBCL
Gilead
Tecartus ite) CD19 2020.07 ALK B v VS G M BB (MCL)
e

ERRIR: FDA EREER

@ #AEH

EREF A TREREBETOERFRA T W EEE AP IERL D, KT HHA @ o
ﬁy)ﬁo

PR MR TR AR RGN, R R AR, 2dTREaLEE
GG, Mm% AT EIRE IR — M LM B RIR D TR K, T B A B R AR KA
RE, HmERsEE. RELEFTWAREOEANTE, HPELLLH o B2, B A,
S B Af S BAM, Ho o HPERMDBNH L,

BRI R oy ieyy 7 A € ik, S FTaRBM, URBIREERE, &5,
BRNERESR, A7 EmnE Re, S TapiiEdBE, HEREKS, SHEA
BZEN MR KRR 2R WE 2, BORSERES BRI R, R BT
M AR SR Pk R T 4R, FIR R E R EFNRE G EE S ALY, Ham
WRE®, BRuE)e s Emn Ta80EmehA, MRk T i T 0% 52 fo e oy 9] R
BENFAENFEEZARELRHANARER AT REMTHARERRE, FEFEME
RRUEZIIRKERN, BWERN KA ERUTLAIEFT K. RROXEREEETH
FREBOR N RT

RONBERA M ZE—FFERERREEARER, BRNEET B REAXFR AR
BERE, ART f REAWEAERFF, RRMAE OEME TR, #WHKEREREM,
Sl Rk TR, ROBLLAMGEAMDE S XA RE, BROEHEE, FEHL
ERT.
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BRI PR L 9 77 2 2 e A o B B % SR RS E R K Mt e Y RORL A Y 25 A e i T 4
M, & JUKIETAE L, KRB G TR BAR S BOR, %R0 AL 40 A A 09 A e Y AR
RAEMAENTaME. FAAEERBRRCRLNEERE EF 2R, fiEnT el
W REIKE, ARRERNENTHRE RS R ARLEGT ES, BT ERNZERES
BEOR, HABEMA M EE BT T EFENRERNG, KRN ERAEEATERAS
HROREH Y

A A R — 4L e P o 3 B PR AR BT B B R M MR,  HBURALER R B G AR B
BNeS RSB 55 e AN S N TR B 1 NES R PN e o U e e R NIt 1
LB Rt B T VIID 5k % % 208y A BL o A0 Andke o B F IX 6k % 5 2009 B A &0

B AT I PR i & B8 7 7 5 B 4 B IR A H i R R sk b B gt B, BB T E R
o AT 28 M A, B o 2O 2K BTG T W R AR X SR A BN AT AR, AR O E AT B
B W REEANFARY, REREBLEGER I AN B, & T80 EF £ 64
PR, AR AR B R T RAERBUR W B 7 AT R R, BREREILEA, BEREFHH
Rt . ERH R ZRMEE,

4) AR
B AT 2E B 6T A Y BT R 7 I £ R E A R R R T A B G R B BT

B ARERNENSCVAREIFEY., HAAEE, FEES, ELLA Juno,
Novartis. Kite. Spark Therapeutics %

EEEREIE, BNV AAEEY, FENAEY, FOEEE; B &/ ZFINK
Ay 4k B AT Sangamo (B T & Fl2Wr 9 8 ) — K, A /m TALEN AWV T EH
Cellectis. Editas Medicine %, 77 /& CRISPR #& A& # 2 B 7577 A 8 £ %4 Editas Medicine (i
CRISPR # A # & ¥ A5k #45r) . Caribou Biosciences ## Intellia Therapeutics. B i A& 4
Wy ] 25 B M R I 5 G Ba 1 B O R B AR BT U, BlamiE s 2016 4O A BT R A
& Bamboo Therapeutics, 2017 45 Spark Therapeutics &£ #F 5 7 B i & % #3677

| 84 | 2EE www.geneclub.net.cn




& 2.26: ERERTERIMUERE

F 8o TUES

AR ZE ERNAE 3B /A
Juno, Kite
EEYHEY Novartis, Adaptimmune
% E %
- GSK, uniQure
FHWE
A TR A M ELH Spark Therapeutics
%k '
EHAE Sangamo, Bluebird
TG A
Cellectis, AveXis
R LE
L= A A Editas Medicine
Bamboo Therapeutics
Sangamo(ZFN)
A Cellectis (TALEN)
H g4 F A Editas Medicine(TALEN/CRISPR)
FYAER

Caribou Biosciences (CRISPR)

Intellia Therapeutics (CRISPR)

ERRER: EREEE

4 CAR-T 4007677 7 ¥ Kymriah % E L7 5 240 47.5 7 #70, RFEBEA, = H0 KK,

URAKGENW S ERFER, Totaliey = sineg 2 ThZ%, 2 2030 4~ &FAHH7H
A 20 7 #T0. EREEAENM JARC) KAH 2018 FA2KKHEELITRE, 2018
FEAEIELRAIHFEO N 1,810 7, HEAHF 4285 FRIEF G RE, &im. HEHE.
ZEMEREE S AN 5% W10 F0 =& X RAH, AR BT EATE LR, #EE,

% R VEF R E S U B B EE 30%, Tt E| 2030 4, 43k CAR-T /7 ik ey W A A 543
ftELEA; RE CART I EWTHAMEY 129 1% T.

MR ¥ Grand View Research, 2 ZR P& A i, 4% 772 40 f A e, fn A% 09 W 37 LA 2 41
100 % T, 301L%T0. 12510 # AR, VA& 10 F6 K RAMITE, REELEET N
A Tmtemie T Bl KRB 12%, fitaskEHETTHEELE 1,000 LETAEH, %E
Mokt 10% fiit, EWET7AEE 100 1LETAA,
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2.3 #ihg

231 2 FHM

ATERHEREEAERENERBEGHR, AHUEATRLPERL, RTHE,
AHE AT HREER KN T AR (REREED BTN, RBTFHTAL,

EHHREZAMTAE, REM W THARELT T HUEHT AR 214 B
Hit, BE. BA, HZURM a8 B, RSN RRRMA. fTEFERA,
b T TAURA o # B AT AL, DAE D S g — AR B A — B . 2000 4 (R T %)
Wy AT AT A REF W HNT TR B, 2016 3 (BT i) I &MENE
EFEHNES L, mETHLETIMLE BEKEDFTHET, £ 2%,
EEWRTHEAFRRF. EHFE. FEaMRY. £FE2TFTEEREREN, BEER
BY &, 2020 F, XWT/AKUR, £ REFTHERDEE & RE MR T A,

Fedb ok CEA-FIAE-HET AT EGE IS T KRB SR E A
FFAWFEA, MFEHTHE, BEFTER AU RE, AEET MR LT,
UR A H R CBBH R, FUEMERERE, EEMEANZOTEF ARAETEM,
BRI REATAT LI/ R AR RAEE / AREREA,

214 BMIEAKREES

BM 3.0 oFEM

ORI ORMMH ., fritiEnr OFERANTIREMEY
# I

ERXR: EREEE

BB AR ERR LB CERREN, BEAHELRFHEAR, HELSTEN
FHERRE, BHBRARCEREISTEE, RKRMAEEBHE. FEHRE, KEEFTHLEA
REREMHAWEE

ATERERCEL THICHB EA. HERFHMEARE T,

AR HEHREREN EFREEZREMR D F RFKH DNA 2 FA7E, AZEE
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AP LI EAT R A%, MANFRARHRZR, 2T REHBLEFEELER L
4%,

HEARTHEAREANEE AN RS E 7 — IR RARREEE 4,
AT B B A F R AT, BlaniB = 4T W oy Bt 2L FR T 4 S H B A% 2810+ 45 5l 4%
EEFARA AL, REATABEREREDTPONAZTERRAENE LR, FER
B R RURFAAREEREGH, HHl, REMEXEZLREEAMER ZHEE
A, MR RZoEEEZ Y, 2020 4 & B #hof oy 55 5 F 1E 4y & Fh oA 4%
crylAb/cry1Ac £ B 47 = 4%, %% epsps #¢ pat 2 B it i ¥ 71 £ K. # g2-epsps #¢ gat 2t H it
BREAMAL, Ho, BEHFHEEERBREANEIR WREAMNKRIHIIN “TZE" REH
P+ AAFE M RR,

HERETHEARARREFHNANEEEEFERT, HMEWABEEN L EHRTEMN, AT
A EA B AR B 5% A, Bl w3 B AL F A 5 # 31 CRISPR/Cas9 UK Bk 4= i B 45 i &
Ay Waxy 1 B k49 T 4% E K i

R 227 DFEMBARTRE

SFEHREA HE
AT REH A FE A FRIEREEFEERZER (Z8) BREEMLE, FXFMERE
Al
’ FEEAYRIHTHE, TAZAERNETAABEURSERGR ST A
N FRAXATREAHTEA LS R EEEL, N EELAHNMERE
B 3L H .,
FIRHEfE S RELEE AT L H#ATEEE mpERE, NTKEELHAE
[ BREAE AT EBATHE E W R WK T 3R AR

ARtk B9 R A

BERCRIR: BEERZREE

PERREWHTRIEAE, HRF 340 HEW 44 T W HIR, LEHAHRE -,
WHGEEN =ZFERZEXR. BE. AEZ. REERAITREE, 2019 FFEX. BE D
ZHEMTRN A K 4128 F AT, 2969 F AW, 2373 AW, U EE®EENE = RA
#1100 76 / ', BT E ERAN 5% 26 EEKE EX, BAM/NEZHTHTHAALL
# 3411270, 2451070, 196 1070, ML EXR. A, ANEE LT IFAEN 75%, UELT
BB BEE N 10%, HEEXEREDSTEHRTHAEAL 104 LTESH,

ARGEE, HAMLEARTRT LBES, Aw2017 FYEMTREAEERX. HKY
#4695 2018 4 Bayer # i Monsanto, FIEEF T L4 €% BASF, R E MR ILE S K
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KEFME MFRRACTELA L EFLH, THEAN, HLT7EFESE, FHFLS &
REMEERT, WRERELEWWREE, ERITEMNTIAEATIELTE, CEA
AR, HORERMR, 2 REEORBORFRE, ZEETT, ERTIRR2 A
—RITLES, RARABKAEZZATEMNRATRAMTZRUUALT EHR RO EW
i ] 2% B

2.15: ERIMUREIL

Eh
Monsanto( 4 Bayer Y14 )
Dupont (5 Dow &7 ) e
Syngenta | #eREL T ) =T
Limagrain FREH
BASF AIER

i

BRR: BRREREE

232DNA %

73k T R A YRINE B P K AR AR EROR B 1T AR RIA W ROy & T b e AL
TERFH b, FRELETENLNES, GFFE. M. FREPREREDAE, UK
R R, BlEait, BRI, FRERE. MEEEREME, 2005 F, (AEARRERKX
LHSFEROXR TR LT EE AN RE) &, AaEER W4k E Afnk &yl
TRALE RS, #tT AxETmamefkdit, B ELe V5 EFBEEEK
(| 2.16) .

B a4 E % 2 Ak 3023 fr, L& A 43549 A, B (2017 FEAETR L EHER
S . ANE KK S AL A 5k b B ok LAY B ) 4B 3T 60%.
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2.16: 2005-2017 2EHEEEENEIESE

/N L E5E

2500,000 -
2,273,453

2,088,554

2,000,000 -+ 2,131,578

1,675,423 1,855,429

1,500,000 1,366,487 1,505,869

1,032,357 1,178,450

1,000,000 -

721,910 897,059

500,000 -+
266,241

314,798 E

0\ I I I I I I I I I I I I I >

2004 2005 2006 2007 2008 2009 2010 2011 2012 2013 2014 2015 2016 2017

ERFKIR: R NEHEMERES

% DNARMBE AN LR, EDNABRMNEZRAFA EHRFEEHN LT TH, NA
SEEEAEEE DNA #E, FEAGYIE. F4 5%, R, TERANEZDNA LY EHRT
DNA 7 =% 24, 8+ DNA s % = %,

i DNA AWl B %0 240 DNA B9 % A%, EEHFFHIKE S SAWREETI 45K,
% DNA T L B/ # g e mfE ek, RRBET AT, R, £4HF. EX
40 S FEAR F AR DNA, It i Bk E 00T 3E 87 71 ik DNA #4747, FRRAT ot 4
B\ R, BRTEE DNARME A £ E44H STRAMHE A, SNP #0H A F2 mtDNA 40+ K.

STREMBEAREEKRELFIRMEA, STRE; ZFETALXLZEAFH—X
DNA # B Z R 77|, STREMFEAR EEA ¥4 €4 STRARMFE AR, miniSTR BMHE A, &
e STRGMBE A, FRERSTRERUEAREENTHELEE, miniSTR &M AT
HOAT o TR, 8. A NBEMHESE L MG E &3 B DNABOR R M0 KA E T LT,
M2 B4R STR A M B A £ EHA THA L % foik B FHHRORA AR,

SNP #5241 v A H B L 5 S 500 DNA 751 5 &4, AXEFEAHHAAF 300
T AP L8 SNP 3 24748, & &% DNA % M8 90%, SNP A& 3 A H % ¢ &4k SNP 46l
FARAY Stk SNP AR, # %k SNP BB A EE R TAMARF L2 Fok EWELE,
Y £EHESNPAMNEERTRAELLETMRAIERRIWMARANEEEFE R,
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2.17: BEEER DNA IR AL

Marker Sourceof  Advantages  Disadvantages

types riation

STRs Independent  Extramely very dagraded
hromosoma  high DA, dificull

ENPs Independent i on Moatly Disllaic,
chromosoma  very degraded. 50 reatvaly low
assorment,  DNA diseriminab
TRCOmERnation: D MbsILRES
mutation - difficult to resok,
but iow rate

SmWs Mutation Mals-

FBI COOs
loous

I_—_"IM e
hoous mixtures.
e £
bt i
// MIDNA [several co <
mitochondrio
s | SMPS Mutalion Hagh copy
to | ususly  only e, Iow
1 confrol therefore: o
TR ol vk Wi
n oiddamaged  po: ation
sampks Snuctune proDkme

ZE3KIR: Nature Review Genetics

mtDNA A T S A B &b iR 2 B A A0 M BOAR, 3R 40 80 F B &Rtk DNA #:17 %
AR, mtDNA Z WA FREN, EAKEMEKE D, mtDNA # & TREEE N
¥, mtDNA #HEEREfE, FTRAEH, DRAHATET 4L . W% DNAEFR
WERLT WS R G AR BRAR. Afafain® X fnds ¥ % K¥ 4% DNA Sl
AEHAT 2T

RAE (2017 FELBERFE T BRI , RE 2017 FoHdETRELE TV 5
2,273,453 1, W4 Uk # % 40 1270, B HT 7 DNA 7 3% 2 G i b 48,45 DNA A2 X Fr e
AR R FA DA RAR I AR S

Bl ShAR kA 8y £ B b E SR A T &, R &4 ABL Illumina F#
Promega, [E WA XA EZABRMKS, FEELREMN, Flinde R ERKELER D
MBAF &, #2002 FEMKLTTERATHAZWTEERF O, ELEHTAET X
A % E o, T 2016 A A # BGI-SEQ500 = Rl 7 -F & it T = Kk [E 3 2 % 2 X
(FGI5500) .

AFENY, DNARFERREMLFSHEETHRAATL, A&k ALFREEMXAD
DNA #48 F An g7 & LI H B, A Z Ak DNA %45 F £ B AT ZBH0#. &E ALY X DNA
BEFENHEARESRATWLILER 3.17%, HHEREFMUWAARANGZE, HELEREER
RTHELEREGERMTE, KEER, JTEES MR TR £ LERENRE, it
TR BORA RATE LSBT K, A A LA B R E KBTI = A,
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% 2.28: DNA S EMENNEARRED

1l ZFR ER7ESH T
KA I3 ]
i i ;- HE B
Lk &35 El:3
i 22 B i LA
E-F 0N Fldy 3
e R (BB ikl ) L7 4

ERCRIR: EEEEE

MEERKADLEZITWEREL R, REAH 1300 F AEHAD; A, £FH.
FE. NFEHMHEFR, YDNAGAEZLSTREBEN AT, A, BEWFLLE 0K
A DNA K e EEHET I,

233 £HAE K

ERAEMFRGEARWEN ARG F, TERITHZIXER, B 2020 8 K%M K,
JRA A B AT AR K e . b, EE S RAETLE R E A R R E A E
Ra g, HHEEEENFEA, DNA & &, ER4K, ERAREEEANHR, EH
ERAUGELRE, EHEETLA B 2 “F7 WEARER, #A EEH 207 ®HR,

FEE G RMERERENFWRESAR, FRME. £0WF. B UITENRFERZIH
F BRI BOR B i A oy oy 2 R SR AN 4

EEEERWFERY (LE 2.18) , DNA FAl&ItEx#E, BFFEYFEALIREN
K#&it, BEFLT M. DNA ZREMRAEURL MR m A S W&k axL) W
— R EME&IT,

H A RBEA K EE AR A, YA Twist #2 Ginkgo Bioworks &y & B &-1E 7 AR F £ 6], X
WAEBRIGIBIT FRFIE TR, B 4. FATRL 386 JE AR £ H A AT m DNA 6 7= 42 B K R
DNA & H AR (EEHFRERMERGK) WX, EUEGEEMEMAG KA, W5 T
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BRI S W R, Srt— PR B BORE R,

E 2.18: ERERSGMKME

} ERHENZMRIT DNA 21, 1Y) B sE )

DNA FAE D EIR/NNES FER (498 200-1500bp), AREE—H1E 5 25 Ik
FENN—HEFEELTE R

G &7 DNA BB, BEEERHRRERARMEA DNA H_ER#IETT?EBEE_LU—.E)

IESHI DNA A ERIREEAZRRE, AEHTIIRENE

6 RIEDRARER , XRITFIHTIML, HEEWKER, KRENEZER )

RITH S EAEREMNEREEZERHKFH DNA

B 2.19: E A8 DNA F7&

DNAWORKS http://mcll.ncifcrf.gov/dnaworks/dnaworks2.htm1
-’%‘-FEE(J DNA GEMS http://software.kosan .com /GeMS
r%ﬁu iﬁﬁ-yﬂﬁ: GeneDesign http:/slam.bs.jhmi.edu/gd/

TmPrime http:/prime.ibn.a—star.edu.sg

ERRE: EREEE

FHHB e REAREZAER 6K, BT RMES] R 2 K. DNA & KB AR N EH# 242
80 FNRI4E, AT NE KRG REF ZREEENH &M AR,

% A& F DNA & &P 2000 FRF 4L, UEEE B‘Hﬂ%ﬁ’ﬂﬁﬁiif’ﬁ%i’iﬁﬁ
fif S DNA & R A HA G R RAAHEYF R, £ K DNA &R NEHERZHER, 24
B, BAFEFZHEEREART G, RELLEHE Affymetrix. Roche NimbleGen, Eﬂé)ll é%
CustomArray. Agilent M\ % Twist BioScience % (#1%k 2.29) .
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ENERAKRNEEKEDNAN T AT EAREMN: XTEEHBNAEMET RSB
AR B A%, FEEK B DNA 4B AW Al F, HATHEADER G4 (Kodumal
et al. 2004), % A& # # ¥ (Temme et al. 2012) # F & A~ 2 F 41 1 % 3 (Smith et al.
2003;Gibson et al. 2008a), A4 41 % Fofk i 41 % 3% 3L R #E 3t £ KBy DNA £ 80 A T4 R
RN 41 5 B35 L BRI i B, BioBrick ™M#413e 3%, Gibson 41354, R 41 3 A BRI B AR Y R
FEUE % E KA K DNA K&,

£ 2.29: E_H DNA G AERE

Affymetrix (€& ) PIBE A A A 4 o A

B (FE) By KA A AL, oligomix P | S e A

Roche NimbleGen ( % ) HF R HEE R & o6 R
MR, EEFRE S EEREE. AR

Agilent Technology ( X[ ) e S AT A %:;;i AR A o2 4k

Twist BioScience ( £E ) EATE FERH K ONA = . REHR - 5 & B

CustomArrary ( % ) R =] HEMK (X257

n‘uT

BRiR: BEEZEE

EEARKRARE, FERLAFAREBEBEARTRIEAFTHIRE, XEAHEBHEA
W FE Cre-loxP EABAR., AR UEEL (WEHE AR BRE ZFN, (B ZHERT
R 4 4% B B TALEN, PAL& CRSPR/Cas9 #K) %,

EEGRRALGEREFRNGRRAEERR, TEROERTRE AW RAHERE, &
FREE R, ERTRGKEMELTRTE, SMRENGRAATH, EAKELE
PATHEE & oy ARy B2k 0.10 2] 0.30 % 76 (1kb 2 & st Ak 100-300 % 76) (Hughes,
RA. and AD. Ellington 2019) ., #4b, DNA & RKAEZ—N7ohEERKTE, B A KKA
WA, REEE, REAERRIBEN G MFEH Y, THEFRREEG KN EERA,

BHTHAFNBEZR, FEOERGRMLT—RERAT, REBENANRAKS
hHERET T, HEEDNARMARNAARMEEANEZ A, ETHREELTRGK
REAAEER G RRETABL 5, ERREANBTHEELZ LR, KT B R
DX, FEEM LFE MR BE. B, FREFZHBEAREGERK, FTAL K
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BARERRE; HEAERGFE B UATIR TREB. RAEE T EKRGE RS0 <25
AT Bk KA ) OUE B B R A R S
HH A R SK A I DL Twist A xt47, B A REA Y AN 4, AR A9, BRENE,

AEEAY, RKEEGRAAN TEERETHIEF N EZFR S RER, R R
Tl DNA f BeAl S BOAR M R R, B = 2B 6 DU R R A 24 30 AR T 18 T An i SR 8 4

2.3.4 DNA &4

MEBBF UK 5C AR RME R, 23T LERFAA P& R™ £ %4 K1 GB F 35,
WA Nature &, 2020 F, 2HHKFE LA E /T4 % 44 712 GB; % 2040 £, R
B W AR Se LB B 18], 7 i GET I HH s R R TR R B8 10 - 100 £,
T O BAR R B R ITAT T B A PR,

2.20: HUREFMNENDEER LHIREFI®RE

B
AN
BEAFRE
2,500 -
2,000 -
1,500 4
10001 FERENEESER
500
0 I I ! I ! I I ! >
2008 2009 2010 2011 2012 2013 2014 2015 A

EEFRIR: Twist, IDC

EHFHEENEEAREALT, BoKBEHAKAEREXA T XEANE W,
WHERNEANEA: FRslg, HRpsgEe. —ANEB AR HKEF CmRER T, FEHE
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% 2.30: FEN RIS

k= NE+ J T 4t R
BERE (us/ ) ~3,000-5,000 ~100 <100 i £
KERER (F) >10 >10 >100
wE () ~0.04 ~0.01-0.04 <10-10
BEEE (W EX) ~1013 ~1016 ~1019 @nature

ER3KIR: DOI10.1038/5637022a

SR o] R 7 2 — 72 DNA 54t (H 7k DNA 7 %) . A## E ™, DNA 2%
W ELEERE N L EMAN (b LR F 6 F H L% 455EB/g) , REEE AR
B, EWNFW—TH, BAEEERACASZ—. Wi, BT DNAMAREE, B
M 70 77 FRih# DNA (2013 4F, ZAEE4) FTH#ATMNFME, Hae gL
JT AL

1) DNA #ERE K EHE

DNA ity AR, =476 E SNy O 1 Bt 2R A SRS & kB9 DNA # 10 F g% &
v (), RJEE DNA M F BB L Fs, ETRgANREREES (BD) .

HEZ www.geneclub.net.cn | 95




2021 ERTVIEER

221 /&2 DNA T&{E B R IR 4R A0 73 75 2541

221 f: BIERYwIEE DNA, &

AR AR KRBT E T

HEREE

a  sim i b
ple Transcoding PP A Example ACTE TACE ACGE TCAC
3 " ENCODE
o ®-® A@TO6® Lot et | TAGC AcGE TETA TERC
T o 01011101 beautiful day” TGAT TACA TCTA TGTA
el i i CGCG TAGT ACGE TEST
1~ @@ 0008
0 —® i1000® ¥ [
S ) "2 0000 i ks
0—@ ., D — oo
| !
11— . rg\smm»‘::n E %
1 4 g I Insert plasmids
sk inta E. colt
Y [fooiT) D
P Grow
el |
2 | Nucleiide Triiet . . @ Oenien 2 .O & .
ithi Z: Rute 1 Fistrreenctsme Ogon 3 . ; baolate
| 7 oo P41 plasmids
| Fvot identical
m:mz g::: :‘cﬁig—g r’:ﬁ: Sequence %’w {_N?
Peomins: G CETC | Tear 7aca rera rera {:Eg ;;{
Sixteen 1o nine’ ‘Farwant arror cormection” Lol s B
(Eight ta fiver'}
SEXIR Z£: DOI:10.1093/gigascience/giz075
=EJE 4 DOI10.3390/polym10010028
= N =a N N N
2.22: DNA FERRNEEN R AR B
10
Storage condition [N Nl s
10" -{ | Sequencingmethod [ ] Sanger 77 lllumina ) ONT
®  Random access | Blavat et al.”*
107
Erlich and Zielinksi*
10° Goldman et al™
"
Church ot al.” ¢ i
s
o [ vy syiness J] Grass el

[Cotumn synihesi- ]

Wong et al*

1004 Bancroft’y, k

Amount of data encoded or decoded (bytes)

Yachie etal.™

Yazdi et d."a Shipman et al.*

cve R 8
| Yazdi etal.”

Ailenberg and
Rotstein® B

. o N
10+ - Clelland etal"
D’;" Avita and Ohashi'* _ Portney et al.”” leectal @
0 alisedmadn
T : :
1965 1988 1999 2009 018

Year

SRKIE: DOI10.1038/s41576-019-0125-3

P —
| 96 | EEE www.geneclub.net.cn




2.23: DNAGBEHRNEEDT R

Norbert Wiener #1 Mikhail Neiman % % “i4% K7 (genetic memory )" By#E4& .

EAK Joe Davis Gofh A afE, A ET 140 0 B4t 2] DNA 8y I AAR A b OFHE N A AT 1 89

1988 DNA 57|, Z &% 358 ( /&, Joe Davis #m X\ George Church 523 % ),

George Church sZ3& % & UCLA By Sri Kosuri fe#y# « & ¥ 4 Hr K %t Yuan Gao &1E, £ —AKF %

2011 & AE| HTANONAF B, A8 % 659kB. #i4FJE, EBIHyNick Goldman.Ewan Birney %4 ASCII U4 |
POF. AN 4 KA X4 2] DNA 7, 27 73%KB.

4 AT By Lee Organick HI A 5 Twist Bioscience. fk# /A 8 &1k & A7 #F % i 2, # 35 A X4 4

1
20185 | ) 13000 77/ DNA B B, % B f3 3 200M,

bk FRAMLKRFRAEE 5F A& Y T4 R B Albert Keung # 3% F A X A7 T 4K %1 PCR B9 DNA
BAEAFERADRS, RERGELEFE, TUAZRTHRALS TV E,

ERCRIR: EEEEE

DNA 7 By # AR B F 1965 45, #F Sanger /7. Illumina M /F. ONT Ml ¥ % # K,
AR RN Fo ks & IF DNA BB 6T K. H BT Z DNA R F A RN T EH# R LE
2.22 W R B A R AT B E R

23320 50 & &, DNA F AT /LI, 2011 F3 B L1 2 ¥ A5 L #H,
%3 T DNA M Ffn & R AR & &, 2015 ERBE TV RER AN LN, LHE 2.23,

2) DNA 7k 7= 3t &

DNA 77kt T b & 7= 8.3 DNA & /. %% % 4 F2 DNA 3l 7 = H 4

M HA M K JEAEAF DNA W 5 kA LA BE R & T ., H Al DNA 76 8 0 RA &
DNA & k. #8xt DNA Ml 51 &, DNA &R ERARIEFF L E, EHEERENF NN
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REE, #2015 62 5BEEEKE,

% 7 DNA JIl JF 2 DNA & ik, MM L3, DNA 4F 1 fAU R A T 3A B34 28 48,
b J 4 1 3R A A HE T SRR L Fe ok AR E| DNA B9800, [ AR L DNA % 4E 44 X fa it T
fEAE, VASEINLEE T 6 77 b Food DA B3 28 A 3 25 oy 3 3 o A R O . DNA 7 6% i 7 R
F 4 Ik .4 DNA Script, Catalog (2020 4F = ## /l DNA %% T 16GB 4 2 & £Hy Fr A i 2,
FH % 4MB) . Evonetix %,

2020 4 11 A, BHE A = FF 3k 15 KM K DNA BEFaEB B, 74 14 K&
#& Ilumina, Twist, Western Digital, Ansa Biotechnologies. Catalog. The Claude Nobs
Foundation. DNA Script. EPFL. ETH Zurich. Interuniversity Microelectronics Centre,
Iridia. IMEC. Molecular Assemblies # Molecular Information Systems Lab,

PR 8 ¥ %t DNA Ffi 89 R E M 2010 FREZ B RS AL+ A B K A R AT 085
WAEZIT, 2019 FRAHERBRLFEL 1310F7T, TEEFEDNANF. ATkt
B, DNA & & Z W= &t R R E R 24 2021 4k, MK, A £HER
FUHy 77 K

DNA F fif 3k 4% IT LR B K3 B R, RRAE £ R S FARF R A b B4 5] Fu st
RENBALH . AHiBEAEETRTAAUTEAH K.

O EETKE: DNAFMBT FEREFINSH NREN TLREERKE;

©® P A HHT DNA b 3R B9 B 3 BOR K th S5 4 7 %

@ 2 TRAER. T2 7o ana 8o, =& EHE;

O® A S Mt 95% W AR T4 K DNA, &RAEMFRARNRAH L%k &,

3) DNA F ity EE L | Wim RO

REELE (MRBBARERE) RELEN DNAFHBARERLESE2H —X
AR, ZE DNA B SR LA HiE EH A R 15wyl s, &k 9, BRFa % BTk 6§,
MERKE, ZENME 12 F, FPENME 3F (REAE FER¥K. AMAREHH
wAE) , REANAME DNA FERAR LA R £ ER %, XPREXFHAITDNA L
FoEDTEIT R, FEMEREZEPERPBRES F DNA 2F F i 5 DNA 248 X1
B BB ik BT HALT St

4) ¥ E7 DNA FR90R 8o 5% 3 &

REREENXE, FPEEDNAARIABNALEEEN, 2018 FEMELNFHX S
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CTARTR T 36 HERXERF XL, HHETRET DNA FEHAM R AR £,
AP ZEMFHARREFHARE LY "GREREZELR DNA) & RAFHA RN
R FETIFRACEE DNA SR HTBOR, B AR EM 7 7] 808 306 BUOR T K fr B DNA & 2% 4
REAR, A ETRHBECHORMLARER RARROE. A TREAFRLN "EHE K
DNA #AT K7 BARFE K" TE, BT LA 6 K DNA B & Bk, & % Z B n % 4 4
A, WALEEE, TARMEEH %, TR Z R HREF G DNA MR, @i e ik DNA JF & trik
G, HFHRBEERRNERBRGRAR. FAFEMFRENCHBATR LK T & &
MEERTEF, “ZHHEAGREREEZEFR T EHX" JE ZE4 4 DNA Fharad i
W %O W E R A At PR R & 7 kA AR EOR, #— PR RIE G R
HfEES7#2WME 5% % DNA FiEE EmBEHE iy, LerEREERELEFHETK
I % it 5 VT S AL

EEEBI, KR 2-34F, DNABMBHLZEEN &y AR, X7 ENAKT
= A AT DNA R AL, HAE5RKMMEM, POCT MFis. ZFZEde, &
WEFERF—FTHAGWZE R E, T EoB RN,
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2.24: DNA FRENREHRENDE

RSP FHEL)

=z &it#%
1400
| 100
1200 - i
90
1000 - 80
—70
800
| 60
6001 -
50
400 —40
200 - 30
1 20
0 i
|
£4 2010 2011 2012 2013 2014 2015 2016 2017 2018 2019
N AR A —0— R Fit¥%

fERRIR: DOI:10.1016/).biotechadv.2020.107639
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2.4.1 £H + K%

HEEN AW E LRy A ARSETT, ERHR 160 4K, £ 10 F45 DUk 51 F Fr
MW AFTREERETH NN EERE: SRAEBLENFHAURKEELA, 2
% BT Fo [T 9 HT I 7 H,

ARERINABERAR, BARERNCHEATHREFENZITE (B | KELE
WAlLe s (Fik) PRECRIEFHRRE (KEE) %

VB - AEIET WROR BRSO B, —F IR T A E SRR AR, R LR R
73— H W, KEIEBOREET A E 7 HAE 0 58 O 26 A T Bt R AR Ko B R E

F231: "BER+XHE" NS

“EE + KEIE” BRE

7 Wk o 7 1 AR FHME . F7MHE
£ B A A A it S TS FPGA. GPU %%
AT R4 Spark. Hadoop 4 # A&
HRRH (HHEEH) W2 3
Fh B A 4548 A AR KA X RAABKIEE . THFREA
SEOR K BR R S iR AR Fn IR E
A A, AR
B JE ZE A FASP. 5G %
FEEHE AR
HEHRBEE X sk
bl i €25 Docker 4 % #H A
HAE AT T EHE

EERR: EEEEE

CERTE - ABAET MRS WA AR, SRR, KECEREE, HErT
FudkAL? DT RAR K R R 3R Bk IR
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D ZEBEF#ITH

ARERH NG FE RAEFE)  THEE R (Etm®) | o A0 G
ARR) =77 RT3k B A T A it R R R AT R R E

(EEZHRESEEREEHE (EERKEY AT BT E) D o
OF=1: %81

EEBEGENE LM IR BEREER, XEAAELE A ERME, EFRNEATE
FPRELFERG T, AHZAAHAAER T ZATERELT, SR FHEARSE
SRR

Utk %] AL, ZHERARN TG M et TR EME D RENRAESE, EX
AE RIS, TOAHE & M R R SR AR BEA /N AR Bl AT B A A A AR R B
BHth, EESZREENGE S, HNEERANERERN EME M e FLEX, BE
B Ay Bt 17 Je] B AR T e T S R A e 9 3 A A

@ THHAE ik
FE T 7 Pt B 2 B 4 09 1 AR S Bk AT AR I R TR B B, A R AR R
T, TEGRGEIRE, FEREE B K 2R A E LR F 5 247

2.25: Hadoop F9#/0r MapReduce =Bl

[ Submitiob

{EB3KIE: bigclasses.com
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Uik ] HATER T 155000 CPU A 0 By 77, FPGA Ak 87 ik %, 34 %M
WRR T S ERA WA GPU B AR AT Ik, R F TR ER RIS, FTEAHTRS
Bk g, BRARAR, BOEKRKGEENEE, XabTHd® ZREHIER, FHoENHA
HEARENL,

© o KA

BT R nE, FRRAEFE, R mE bR AR AR B AR, B, BT
C/Cr+ HLEMBEFTETUMETHAEZ RN, HFRELH XLER L, FRE M RAL
BEAZ T HENET RGN L ERER, AR WERNRAT AT RAAERE ELEES.
x B B oA AR T RSB, T EHER 9 R B R it HESH TR L
A KA H

U £] AR FM2A X4 B 24 Hadoop F7 Spark % -F & # K. Hadoop &
e 2003 £ H, W& H HDFS f2 MapReduce % & E4 4 H K —MEKI A X R4,
Hadoop R A 2 F K #EA KRG T R r & EW e E, LT X5 R 6 % A,
ERERFEAETTERMRATHREERANE ) ZWHER, aTRAKT REEAAY, ET
FRRA, WEEME BN REN KRS, Spark N & 2009 F 7 4 T X i K #1675
F 4 # AMP Lab, B a7 £ 78 £ M1 B3 GATK (Genome Analysis ToolKit) #THA B4
5543 F Spark H#,

2) ZERELEMKERM

ZHA RN A AEE LR (B . FA¥HESERELARARKRES (AR
8D B R EiE AR (TR) RT3 E K20 R RS

OF & Eoki!

Mt L, REBEQHT UL H Z KK EME LN, BESTEEEL
o EME LM EEREN KX AR (Fl4n GATK. Annovar %) Fa-HEw2A (F
TRAA) R 2 N 2 Bt 2R R A M R i ik 1142 AR AT RAR R AR K
FABEFA R R —F M, WTEURKAERE DU, MU EH S REBFERELER S
B GEREM) HexEERH MR, EwRAmgi (FnfiE) st B R A AT
(Bl 71 %) , W& A 2| Bz m A,

(s 2] BEBEE-ANTZEOME, X EEHZRINEF I FF EMEFREN
T oy Bt b AT BB R R RA, AXEKENA L, KELREALEZNLEN &,
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BAEAAETRE (BRNHFNAEENE RS BEELZRBES “RAE™ , HRARKESL;
Sh R & A W 845 Deep Genomics %)

A B B 154 A AR B AR X KRB R B R 3 R

T VH Fo B AR I A3 B AT kR 27 B AU iR T, #l4m PRS (&£ E A [RATH) , #
TN LG e AB, ZEIAE 23andMe. WeGene, 23 & 7 S A3 4 7= &% ok 5,

ETACTRZRFIB R & AFHEEMAELE, ETEPAFRELIARERE, T
DA B i o R BUR R R, RIDRR B O AR E S R, 2018 F 11 A, EXE R
RAX] R EXFR” ERETH “BEEFAKENAREEL LRELEARTL” JEHE
o, ARTMAEEAAFEEES, A¥5RBES. RELE. ZRMESEITHSE

KR 7, #l4m, Google 451 3 E A T4 g2 & DeepMind Technologies & 7 & #t %t %
Wt K. FEER AN ERE RIEFIEA, £ 2020 4 12 A#H AlphaFold, #E fF&
AREMTNEHE (CASP) LW, wEETAER/FIFTNE Y 3D &M, HFAKE
T RMB. Bk R X 4 R F LR BORMAT B 3D M4 %, Babak Alipanahi % A 2T
% 4 F#H Y. DeepBind Mk TN H T 71 45 AL &, RIEH XKL M T2 Tl DNA/RNA £ 4
EAWFAAERYE, AHETETEFREMRGEEZ LSS REER, KT 20154
i) Deep Genomics ¥ % & 5 2 i Fl 2| L H 4 %, ##H 89 F —F 7 & SPIDEX, #iZHr AN 7
R Fubm i kA ET oA B E— R EE R RNA 0ty %o, FitERZE R SRFZAS

2.26: ZHZFHFEREFEXKNOTEE

Genome
Transcriptome

Proteome
Metabolome

Microbiome

Epigenome

Social graph
Bioseosgrs

Imaging

{EE3KIR : Eric Topol,Cel,2014




REFAAERAFRFETRN AT THHERENE, ERE, BRK EHZETEH
etk (EIHeallth) % xd 3k B 41 % S48 L Hom Bl on oy R L A WA K. WS, WP Tl
BRI, RREBIGXRB TS ELEGAFBENRR, BT EaNLE,

W LA, BEEROZCEET R, B E R, REHR, XEXHETERT,
THEATRRANGE, BFFAFREELRELE XK.

@ ZHFHE. ERELSARBREKXES

ZAFAFERAHEHA (genomics) . ¥ F 4 (transcriptomics). FHAEE 4 (epigenomics).
& B4 ( proteomics ) Ff# 41 (metabolomics) %, 27| ik th, HEE kK, £WEE, &
kA REEE, BERNEMAFE, ANEEMEEEZHITLEIML. GHEMN. BTN
JF. PCR. U SEH AR DR L 41 ¢ 548, B TRWTHAT LM TON? & F 3 550 &R
WM (EE2W) frla N /% MEFITON) , XEFERE LR XK,

R fE R EEMK. £, F5. KE. B £FH. AARETELE;

FAE BRI RE B, TEFE MBS E M5 E N, MEUAMEY TR L,
Bl BMI(AE / &%), LB, R, PA%E. RAALTIHNREARE SKKLH/ 2% 2N
AN xR, ZHAFRFE,

Uk %] 2 %84, EREBRERERKRES, RRILAFMRAEEE. iR
Be. FABLEM ARG, WERARE X ARG KB, AREHBORTERITME, B AR H R
RIr . H T EAEE:

*232: ZAFHRE. IWREERERETAENEREM

SHFHHE. MREERFRETR BETEZH

FAWE S HETE PhenoTips
EEEFNRECELEELR VEP, Annovar
S B A gnomAD, ESP,1000 Genomes
B R v B B HPO, GeneReviews, CHPO
T E AR OMIM, HGMD, CTinvar
F N R Orphanet

ERRE: BEREEE
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@ Foif 3 Fn kiR E

IR E# (Knowledge Graph, KG) &t &Rt —Fr A B RA F R, #45 K B SEAR 2 6] By
BHEARK, FWIITABIEE, pREENRLENEEFEHNNE, AHREELEARN
oy BT R A B R A L

FR E R R T 2012 S A A A ET iR B R 51 # &, &8 H 5|
1960 4 #7iE X M % (Semantic Networks) #2 1980 4F# Ak (Ontology) . AW L, %
REEEHEmiR%T (Knowledge Representation) Fr4nif E (Knowledge Base) , J&# [ #|
oA pRRREL, FR AR, FEA R, RRmEEe KRR ARE (Fl4r Wikibase) 2, #0iR B 3%
AEREF, BRTSENEHE 2017 4, BT ARLITESEEARTR PO LA o F IR+
XEEABARIETEARFE, 2019 FHMELRE, hxkF, HMAFIEMEN T XE
% J iR B # CMeKG2,

7 Jo IR Ao ke R B B SR R B MR R, MR A AR, TRERANRRT R, 15
£t T B4 Ingenuity Systems (2013 4F DL 1.05 12 % T4 # QIAGEN ) %, LTk
J 77 AR TR T e PR e 3R B Bk ok, BB TR B0 B 2 4 K B4R

3) HEEHFE M FE

T EERTHE RO G KRG SR (TR HEHANEKEE (TH)
AR T K GR35 .

2.27: FRIRIERERAPTOIZRN AR SERAEIRE R OREE

BioProject

Biological Project Libeary
BioCode
Biologizal Tooé Codes

BIG Data Center

nce Wikis Genome Variation

Methylation  Gene Expression
Bank Nebulas

DA &

 FNA RNA-Seq Expression
Melhyiomes Profiies

SRR DOL10.1093/nar/gkx897

P

|1 06) EEZ www.geneclub.net.cn




F 8o TUES

OF ¢/

BEFCRAMEEEBE R EEZTHRE B —, W& “FER” WEEARY
2, & 56, ALE G, Tk BB W 4 578 S ah X i oy ek i B P WA E T E AP,
H A Tt vt 4 & (Database) HKEEAN, ZEF O ERIEEFELR, BIHELE
(Data warehouse) , &3 #4% 76 2 7 i 7 LA 4R BEAR B (LR 409 B4R & & ROk B IR A T A,

BT R, (RE &N LRk, Kk, BEE, FRTET#E , 2017 &,
HEERTE = RERETAKE "B

#* 233 ERETAME "EXRN"

=RBREFTFAKE “ER” SE#EISHEA

o E IR T A B FERTEEFLEAANT ., BRFAEFAE . FEKENEEEAR

Pk KR RN F nE ., PEEASYEMEELESROARAFEELRLL,
EftFRERARASARER, TERT, THRT. FEBRE.

o 16 B 5 B **f%lf‘ﬁP% %ﬁ%% o E 4R AT ‘T fi. # \f

Sk R EE AT Elffik., S MMk, MMEED, 649, KR, FEERE. ZHRAMERAH
HEAWEE,

o B R [E T A B TEHS., RMEALRE, EFfER. BEXFARST. THRT. KE4

JE A 7 TR 7. HERAT. BERAT. RART 7 ZeBIMS 5 B

ERRE: BEREEE

“ERRT BREELAERERESAKE RS, 2ACTIIA, BN ER D

:Mu%aa 2020$1ﬂ 17 B, ER@EREEFAKENT FOELRFEEEREKR RAIE
AP RRA Y BT A KRS, RRBCEXKEL T WKLY 6 LA DR
E%T%HE BT LER=AEH., AARKFQ, RELHEGRETL 10-15 RERET AK
BERFER (B, CHAA, #ik. bk, Rk PERFREZLTRBEET AHKEER

EEHFE PN BREERRTHAE, BEE. XHE. TERMRES, BRARE

#y 2k B B4 A0 B HE = K H 0 NCBI (2 E) . EMBL (BcM) #2DDBJ (B A) 4, Zddtat b,

BREARKEEA G @EEKE (GAAGH) . BANHFHRE LT ES LR E A BB HIE

REFT 6, BENHEFCERZRF, BARKMENEE PRI E AR A S

5 4% B R B8 # 0 BIGD. B R FE [ B 4 4 K B 45-F & CNGBdb A R 4 K 341 22 8y Bd ol (41
% ChinaMap %) .
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Bl aRANWERHEF OHERRIF R EEF, AE-NMBEHHEE, TRAFE =
MEEafAE, mREMMERZFESF, HURRHTENHRAT R, &ﬁiﬁ%z%
LEHEEBEF O, A, BEMEEE, &K, BRI, BE ZAFIT EXURK
iy 77 RN B K B3R U

BEXEREAEAGETRELEFT S, HE THEEMINAR, WEERHLERE,
BEABBELR, BELE, HE#eAKECE, AHFEAREARE M. HEEE 4L
HHEMAERATHERE, BATHCANKEF CAB2FEERELRHELEA KL,
BAE R oA LI B, T SR VR BT BN R, A R AT IR A

@ %A B 4% A0t far

EHFHLRASHEF CMLEY, FHlE—MRFHE, AAEKEN TR, EEHHE
R AL, EATZR PR AR TE #3452 PB sk EBAAl, &EM N EIELIT R, Fl4n

@ Rl AT R TZM: FEEREL
©® &AM E | & EaE: F 4
® itk =3 +Aspera

mmfEE RTEWRE, —RERTAAELRE (GBREIT) W Z B & 0 K=
Wi, A X HERBOR, Fl4r Aspera A7 (2014 44 IBM ¥ W) # fasp K.

Himtkizdy, EREBEERT—AFELRESE, BTESRARERMT G FKER, W
kAEBEAEH K, HHEEREESEF ZLFHZ 2 XE, Flim 2020 F4 Nlumina ¥l
B BHE JE 462 7] Enancio, KA MBS 2S£ FFIREG L EAE R 770 B, Wl TR 6B
TAREHE 1/5. HHAE L) ZEZHIRE,

O KFELZMUFETERE

T EEHEETE SR, AER. RN AR FRKE SN LR LA EEE
Wz 2R, FIWERPEE R EARRHARER, 1A RR LN Iy L, Jf
X RS T AR R i N, DUBCR Ktk — o o S48 e B A B 7 . AT R R Bt &
efEYZeta PHR T EIZEMEA, & KARE

EFRFBNEFRREREZMAEFT FEZ—, Hln 2020 F 10 A, EBREEELEHAH
#-F & (CNGBdb) &% & & AT F1THF & CODEPLOT, XA RKH4, % hLaitEs
BOAR R % 4,

R Sei AR LR & KEHFoE B, FEMRAH —BEAT R, ETaao0m4
RHEEAT, WREHQOMWET AR, EFAEMEETETHERNARERANE S, 3R
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gefp. AEARFEHNAMESKRELIEF, REESATTRH (LHE 228) .
B o+ K" Bl R, AR M B sh 2 E A SR U BAT L R R,

WA E Y BB, FEE 2021-2025 F i

B 2017 4%

)T, BREEMERIAE:

@ EFHEAFEHRERS LN — KRR, EBAT RFEELINE
HILRAHEN LW EER Y, hELIAELEYE
® RATHAKE L L

® REHREFNKET R

24 AR

® ARt T &

© 5 A B4 I

& 2.28: XHiENBERNASIFENREE
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ZE3KIR: Nebula Genomics White Paper

@ FrofE L TT K35

AHEFE, T EERURH T2 R B, 2 ERE AR R ER IR,

%R

AABELI N EKBTERN RS EF TERENE SRERHEE, FEONEEHGEN LM

BR. SR GHEES F A

A RS R 4 A H A AT B, B BOR AR

AHE SR RERE,

BTz,

BRAR, BRI TEREME ED LN RERB KRG 7 A,
FERBRE, LERRBTOMERNTEINM, B R EA ZH Z GeneDock A7, #T

,;] =

A Docker 4 1% & #y 2

"wm T REHE
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Docker Z&HAME A S, ZHAWEBERE RS, BPEEME, BNEZaFEr 2K
A, ERARY BB T E AR I R % 07 54 U7 1A

& 2.34: ERAHURE S KIRENARZA

XPRETE
[Mumina Luna DNA *E 2017 & 2018 fF#2 zx WiF £ EHIE & B
) ) . George Church €5z, 2020 4 Q4 ¢ FamilyTreeDNA
Nebula Genomics Nebula Genomics *HE 2018 4 i
AR AT
i , 2019 48 & A 77 U8 DNA JE 48 T 55 & %k R 3 4 DNA
DNAtix DNAt1ix DRl 2018 4¢ X
A BB RS R Sk b
Shivom Shivom *E 2017 4 2018 4F 1CO
EncrypGen GENE—CHAIN E3E| 2016 4 2018 4F 11 Fl jx y 5 — /N B 41 X sk 4. % W 37 o
Zenome Zenome W 2017 4 2017 4 10 A B 21 R &
2019 4 5 & [ & o 2 A AR K B AL AT
X He g B A $E 238 BT o B AL R AR AT
(N MGI- CHAIN Gl 2018 4 WERAEE; 202004510 A, BRAIXHERERHE
A AHIETE (CNGBdb) A A it &EF &
CODEPLOT
HEZEE HGBC e 2018 4¢ 2018 47 5 o A2 L 4k T K A HE A E

ERRIR: HEEZEE

@

R RERIEN AR F ., KBRS, KRS K% S URIRR T RTR S
FR, REEEABEL. TR SFNTERR? RREZTEFE HHETH) .
=P 672 Y B A R .

ﬁ%%ll%ﬁﬁ?&ﬁﬂﬁ%(Mﬂ)mX e R—MEEN, %F. KEURH
WG FER, AW EAERTRENEZITERE, SFENE REE. T ALK
R %%, MERE, ZF&—fak laaS LAt MERS) . PaaS (F&HMRSE) Fo
SaaS R E) ZE4&M, AR Z5 5 X FAKELENRAE, BFEEKEN = HFE.
fetr, BN FZRIMEFFE,
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XE#HATENNTF, BWFENRAEEZEA, BRXAREERATEMEAFFFIHAN, AT
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EEFRAGTerE, B2012 8K REMER, BEWEZEATHATT

® 2012 4, Fluidigm 2 & ETHAEHEAR LA C1™ 2HpLHHH &R R,

® 2015 %4, 10x Genomics &£ GemCode Ml 5 % 4t, K4 7% % Chromium # %, #
4 M T A2 DNA EAF R QUEF, 40l F R I RNA, H4 R —MNaeyoFin L 4&ma;

® 2017 4, Mission Bio 2 & #f i Tapestri -F &, *f# %1 DNA fn & & 7 7 Bl 7.
BD BioSciences #f i 7 Rhapsody # 41 il 047 & 4t ok 7l & ;

® 2019 %4, 10x Genomics 2 & T 4] Hr#9 Visium 2 [6] 5% 3% 410 7 o 7 %

2) WHHKXKW R

BN F B EEA TR ST, AR REI KRB RS, RN, &
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JRAAT T e
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BEANRWFAEAL GRS L EE, RH@ B2 s = by EE#, 2019 4, NIH
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200 1 4 SR B B K DA R B R BT LR e R S A i T o Y R R, 20190 R E B &
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B RT3 20 M B e AR R R RS EMANME MR, W7 E A A
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® BB AR iR A R TapeStation % 5% ;
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BT R e A A OO
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ELEMIT 120 RBETRAEENFTE, BAit# 140 &M F4L;
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@ "EWEFRRERL M ERIF R e E

2020 4 5 AJr4a, HEZH A E A KBy AR, B B FFRE AR B 07 3 0 2R
R, FIH, w—FERAFETTEY KNTR, FRRAERTZE M ENER, AT
K [ Py [ BR A 3T
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—7 W, 2020 F 8 A, £HEMEA (FPELLHTRALOKAEFK) , L RH
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B, FPERE, BiEEN. EEEHR. EmENT) EFREHE, FRREETESAR.

244 W + HHF LR
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BORA (4% R Fu bt ) R A) 3 @& A BOR B SR

2020 4 3 A, A AHF JAMA (DOI: 10.1001/jama.2020.1166) ) % #, * E
EME G AT THHR—FEHERTIHERALG N 101LETT, TMHEFRERATEHY
WK RARE, PAKN 2810%T, TERFRERRRA KK, Hd, #NTHIERRK
BRI EH 14%, MTHSHEN BB RhF K 35%, A BN I B8 R3h &4 59%,
B M55 A R T & 2 2.9%

RAE R EHA IQVIA Wik &, WRERAEMEH GG KRBT ANEHG EWRSY, X
KB KR W RN T TR 8%, TRk RIAETRA 27%.
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Pocls Analytics Health Data
B Year 5% Chango Effiort [l Year 5 % Change Productivity Year 5 % Change Success
Source: IOVIA Institute, Mar 2019; Clinical Development Trends Impact Assessment, Jun-Jul 2018
Report: The Changing Landscape of Research and Development. IQVIA Institute for Human Data Science, April 2019
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Al Bl R R I R KB, BB R RABKIERT 3.74 LT, BOERRAL
B CGhE) *REAEKE, FEAL 10-20 4, T HHH DNA &84 44 EH A (DEL),
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TE e R R RE, A I KRB E
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Preclinical science | Clinical science
1 * Primary endpoints of two
| Treatmentof Phase lll trials changed to OS
B7-1 and B7-2 are G BT G + Mo OS interim analyses
CTLA4 ligands with CTLA4
. Phase Il:
Immune-regula- " » Novel responses Phase Il | | Regulatory
Cloning of tory role of First patient » Delayed separation pesitive | | approval in
CTLA4 gene | | | CTLA4 in mice treated of KM curves for OS the USA
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[ Pre-clinical science milestones
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[ Movel clinical science milestones

0 CIC workshops driving changes in clinical science

Nature Reviews | Drug Discovery

ZE3%kIE: Nature Reviews
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2.37: EWIREHERBHLROER

——— FOA AL
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TR AR R e AL A A B % LA th i i
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fERFKIR: FDA
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TEER FAE A& 41t Super—ARMS®EGFR
CtDNA HEB IR TR FoundationFocus CDxBRCA  4& A % A By EGFR/KRAS/ALK % [ & %
e AR R BE A4 K A &
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EYIRE TMB e 1 2K 4 FoundationOne CDx /
2 R A A B
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IC A H 41
Jie 988 % A LR / / /
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EPIRED J A
FEEXR: EREERE
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BAELNT. 202 R
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EEFIR: DOI10.1146/annurev-pharmtox-010611-134532

WY EmEMA AR KA, TRENERFREGANERARS, FXZFRERA
EHMB R, e eEEFEMTISMEEREER, REAGWEE BRI,
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— @, XEENGDERAR N EMAREN. B 2011 4, (NCCN e/ 40 it 5
K657 467 ) ¥ RRM1 mRNA &k AF1E 4 & W %57 B T 0 & M 478 4. 2015 )& E
FIEETAZEFREERNA (G RABEIGHEREEBLUE AT GRT) ) HL
A B AT BT, HE AR E|, £ E FDA CHEE 140 R4 25 SRS A 3 in
LA EAEE, $REGHIEE L L WATIED 42

B—rE, ERKRETE, ETEERMNFEEENG, RIAGYFROHE, Fl,
2003 4 5 H, #E FDA X TZMEH 44wtk T FEH R (F3Y, Gefitinib) L
B b T A& FFEFHIE, FDA T 2005 4 6 A RH| T & 48 7 £ E AR oy (E F 5F R0l oM
W, AT EGFREAFERTEH MR TMNABANAE KRG, KAFEHRMEECFR RE
FE %X 8 PRS (B3t EA T K, Ei, ZaH CFDA (LY NMPA) ¥ 5% b #&
REABELN A ENAEY BT “F T EGFR B A S R 7% oy B # v 1 4% # M NSCLC 89 1 &
BT T.20154 7 A, AR AW ENE"H T EGFRANE T 19 F 8k &k 54 21 5 (L858R)
KA R 8 A NSCLC 89 1 &0ty EHE T £E W7,

SeAh, B 5E A 2 AR IR A 2 4 o 25 AL R R A AT & 42, 2018 4 5 A,
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LOXO-101 (#Z#R) # FDA & T EF T2 H LH W&, A TET BF NTRK
HEEBAN BB TAEN RAFILEEH, A% NTRK @4 M A X LOXO-101
RSB R R K, E—BEEEASBEFLZHARFUERAAL. HEXRETEELN
KIS 2 %7 DL TRKA-G595R 4 £ 7 F T (solvent front) RA&, W@ 2R %
EW MR, FRARET RN FE R IR A ARG HA 1R A 0 7] B A 2% IR
PRI, WM KT # 4 A 4 LOXO-195, xtE A A TRKA/C 2 4 & F1 TRKA-G595R 4% %
R AR GR ]

W 4 K

AN ET EMFSH AW ERL, REGREFCEGHELLA. FHERAFR
ol KA. BT RABA TG, B KA EB, B D E AR Y 25 R AL
FRAMB RS H £, F, WA FRE S, R, GoSERM M
WR H %, RS —HRE S,

O T 1 25 4 iy A RS
WERAEEBRIAS, KH2WHH “GUERATAERE RS, B

©® ZURHEA T AT 3 E % B oA KA KRR B B

@ Ak e T RA kA B RRAENFHAR, T Foh KRR ARG ML R
[iR=R: /R N S RN

® i RATIR: 4K R ok e X 2 A

© [-I11 s JR IR o 26 BT A B BEAT B9 83 N\ AL I JR R 3

® fHHHT: FRAHEAWATSY (BAILARE L)

BT HEAB R R, XHoLEURSAE, ZERARNANTELARE, £H
WF Bt %, 2014-2016 F, H#Ha b 58 LN 4L AL EEEK LS 0E 3.5%,
2017 £ L ¥ E R LK 53.0%, THEY 459%, FHAAFEAETF, AEFEED 30
NEA R GE: KN2017T FEEEARE, XB2LEFEEMBENTET L H0E, TR
“BUFABERSSERLE ) . HTE, HEFLRENE LR &RE EZ.
E AT REREUI 4.5% F0 7.7% (T 2020 F4 —FERNMEFRE) .

BhL, mmdoRaReaEREEAYE S F I BIRE, BT H AR K
o

@ 2 An L A b i B w5 1E

BT RHUR S E kS tE, HEF DG DFE NS EE S kR RS A1, ERANST
B AR R (AR PFAFLR LT,
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KHE, MHARE T ERF UM E, 201554 A, MEHRART —7 “M
AR BEHEE S R SRR AES" , FHXYZEHE BCL llumina (FE) .
Thermo Fisher (#E) FX#Hfod EAEEE AL, —EHF 2019 F, MHFARILFEERN
B Sk b A R A 84T 7 g a e, Rz 4h, BRSNS 2019 FRIE R AR
A b A 2 4 A T 4L R s A fE (L 2.38)

%238 HEESERRATEIEZH]

HEEEREREL (246 )

Foundation Medicine. Myriad, &3 E%. & Em, LEEY ., FxgtE .

R BaitH, Z4£F. ERAR, BZDW, BAHESE
LR/ S ERERE, LEEHEFARAE HEDIE

(EE X/ & E A, iz

BSLEM BARENEFE

T =4 EARBUR %

ERRE: BEREEE

HifmERAYHEETR, TEBRSERGT QGATHEER) KHHESE, LHEH
WAL W7 K 5 1E AR WK B B SR R BRI

2014 4 FDA Frép Rl “/MEM L 4y - FEEE DB RA” Btk A R FolE i F BB & A
AL, B MELTHHFRAEEAURY BRI AN ELSENE LT, FRESEAXERLL
R, FAEIHEDERA &R, B E R R SR A I R B BN ] 2
KA R R B AR, A HEHE L, XRREH AT KRR RN E
it

@ ZyFukk B A gk S & RS IT — A

MHTEEMYTE, ZEDUENEEAND, FHFLRAL LT ANME, LHEHSHAR
FRMAFREE AT RXBEANGEZE,; A THALLTE, BEAXRETE £WZ2%FhE
CRAEGLAFBERZAM, M THIURTLTE, EH bR oL RS
M, FEa, HEETHNAET KURLS5FR, $0GOFEE Y& IE kT & RST —HL
R, HELBIRF. BE. WEFFRIFREERRMN LS, 2EE ST E A9 HFH R
2R R G
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M AR b, ZETDH A GMERA BEF WL — R, 2T HEELN
BBt oy — A HT 0 R 2R RO R IR R, R MAT A

B KA AR B E A B D, Nk Al frmE R, Ak MER

% 2.39: HRMERPIWA RIS — MR

A E S
1M TE
RS =
REEFELE, BHEER LT 201044 12 A, R¥MT L&, WHERYEIELER, 58
A4k % {5 Foundation Medicine. Guardant Health #£ = 89 F R, PLEFE KBIAE N #HE, @A
BHwEY RRET . vHmH TR LS, 2018 04 h B P Wi mB Rk EY, B bl£E

+ Jib A W R RS WU E MBS A I, 2020 4R 1 A ARAE 4 2.8 L A K T Bk 9T
B 2w 1 W B b [ 25 R ALB B G R T AR F B AT R I Bt e E AN El, TR R ZF A —R

Jit T8 6 97 254, 2020 47 11 A 3k 4% Aravive (NASDQ: ARAV) #E T % 25 AVB—500 7 K w 4& X i
T U PR TT AR T b AL B B AR AR

REEFEE, WEHLRLT 20034, RTENCUHFHAAELY, SHETHTHEMMT, &
B L ARG, 2016 4 £ (300558.52); & A EE N EEKT 2 P # £ T

ﬂ%?ﬂ R R AR, T 2015 £ AN R RAEIRAI ST, FE T8 I R ED BT . G F et
o K. BREERREHEMA T BERABEEE, 2017 £, Nk2hlb 5 L Hk R &g s
5 2020 4, A6l H B b R AR EFE 4 TIRA L, F4al T B A3 E RN A F

By B =R AR A R B SR
WEETEE, £FHVRLT 199545, LML TFIALE R, 2007 4556443 42 5 B
S 2k (NYSE: SCR), &7 W% —KEAX A EH byt 4 9255, 2020 48 10 A B 33 2 Bt IE K
+ HHEEW (209.HK), £F 48R T 2017 46, ZRAEFAUH TR EET By £8R 47, £
P 3 TaFRlFammAENER N, EHBsM CnBRERS, XEME. AFARR2HKRE. &

I 2 4y B 2 4T

EECRR: BEREEE

2) IVD =& BB B R A

G & Bt

BRI WA E A IR A — R, EARE L XRRBBoAE, XEFEUHLLHN
£ K B E R
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HHEDW, REAZTHENTFRITHEERY, dxkEH (Herceptin, #HFET) M
L& R (Gleevec, 17| T) R k3h, W RAT AT Z 0 4 FI#AT *F B #E R HER2, 3831
He 6 pAC By B LD BT AR T B9 7 K

M 2011 F P46, FDA M4 &4t BT XA A B 48 5 U0, 2 M@ @it XA R AR
2 My (R 7 e St X 73 R AE By E A 7 ) B 2 A Ae it R AT R AR S0 B KR B VD 4 b, B XA
BALG Y - HEDH A" KRBT R ZIAT. 2017 £ ke, Hesm ey £
[l B P R TR R R AR B MR G DT R A i iy A2 AT R, (R € HUE
KTED 12 f

ERE, RFERAGH. RRETANFLZHAMBELGNANERBHER, GUNEX
R TR, BAREEHEERT OGN FEE, R GLmAXFETHMERMML N
R BN,

W& 25 MR KR AR T DA RN R 1 TR R, B TR A R R R AR
ALHYGRARRF R @R HERE, LPHATRE &R B KA L RILFHERF R
Z—. EENRAMEREGIOR, BhEEURFETIRER, GERESEL. AXRE
TbklbmE (HIV) 4 XkR %,

b S K
MG b, B EEM WA D, TTRFMEDHT &, REFHF R ETHE,

MEESWTE, SIS N BRSBTS BT R A R R
G RZ—, PR EMEHEDHTRA, R EAT Lk TP 8 2 E AR 2 5 i F = KA R K
B

BRIt R W A B R DL PCR, FISH CGRGREAr£2) HC (R&4) hE; 2016

#, Foundation Medicine (FMD 7 & # %% FDA ##t £ # FoundationFocus CDx BRCA # % —

ANFRAEY DL NGS $R 8 2t By fE B2 BT Panel (GEB4A) &, 455 PARP #1457 Rubraca

(rucaparib) A%, & F T &4 F % U BT F B4 W 80% BRCAL f1 BRCA2 & H ® &

W O B . ARYE FMI IR, 2017 4% —2 £ 1% Panel 44 & AR A 280 (i7" & b

J& ¥ 4 2| FMI B X Panel FoundationOne CDx) #t1k 2020 4= 11 A 26 H, FDA E.&#E T
44 ZpEH LW R B, E P UL PCR XA NGS #H A N £W =& B #H %,
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& 2.40: REXTHRIMNZENET T EBEBEREH

KBRS Wit 77 BOHE R BUR ST 1

2011 4

2014 4

2014 4

2016 4

2018 4

2019 4

2020 4

X E FDA TRE=ZMITH & &4 (HAFEDBRAE S RNER ), XEER EE AR B A
EEwdEs R,

FDA & A7 (fsh AR ikt 48 5 SR I ), T 1 3 XU B R AR AL 25 4 (37 7= 5 o 41 x4 37 2 B 9 B9 B A
) By A B R R AR5 WA A R M R L

Bl 5 f b 2 B IR R R AT CARSND TR A A IR Ak ), PRI B AR R AN BT IR AR B = R
ShD TR A E IR s EALE o RS BT KR R 7= e 7T 3B & = RSN TR

FDA & A7 (SR Wik Al 5 677 A B & TF R4 R BN E R ) B MG W — #HED BrRA”
SR MBI PAT T R W5, Hov#em 244 o R BT e 3R

HRE B 2 S A A R I T 2016 4R KoL T 1R A5 B A AR S .

El R T E ERIE SR AA G L5008 2 4l R R 48 5 R (2018 4R 1R D), R “X T4 YA %4
BT, AR E AR R TR R

rwARBE (G ERRS S aRELET E) EXLH, 7R MERGERSNTE NN L
EERMAEE, ERMAH AL 70-90%,

ERGERAA CEEMFERIHFHYFHR S FIFNE RN (RAT)), WHAFHRBEEENE
SRR BERRIR, XFBTAWEREABES. BHETFIRGHENTT EHH (R ET
44 ) HE NE F o

B R 2 %R BT SRR TR (R TS BT RA L7 SN EEmE ), EFALHHED
Wy i A AR

El R TR (O3 20406 R R 8 3 o (R AT D) R 2S00 8 2 40 i R B2 L 4 5 R U (2020 47
M) Bl X, AE: BEXTAEREZERGHLIATL. BROTHE. EREEIRGERALALF
HAERE ARG ALGY, CRANFLELEERN, HAEFERE 7 TR RN S
Bed . DHRAFBN 7 EN L L ERG &G EEEER MR, HAHRETHMDITRIEN T %,

BERCRIR: EEEEE

2018 £ T4k, REEX AU BHIHFSEMET 9 A FN Panel, 324K 1R F = .
KR T = B WA, /D Panel 2|k Panel, M3 — & # 7o 4 3 E £ E # 8 & MATI04,
PN PR B L AR B A, Bt K S A B 2 H R & Panel %k # /5, E# K PARP 1
F A2 Wi AH < B BRCAL/2 HEREARN KA E, EMFFELZE, A EREELAERE
4 (HRR) 2£H 4 Fo ] JE & 466 /4 (HRD) B4, 33025 I KR I A1F,

FRE A H IVD 4 & R Fl, E 44 W Guardant Health2020 % =2 & VD Wb 4 &t
ik 65%, TRERBKEZETF. BaEFH IVD 4 b L E 30%,.
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& 241 MEEREUNEZ OMEEZSET RS LB

PR EL E #144 i REIS = A BFIF S

2020 42 Q3 (E == ) BN R E KN

Guardant Guardant360 CDx,2020 £ #k b, #E M4 % 6038 7 % t; H % ™ C 3% B Guardant

Health 2852 %70, BMESSMNEERTE R LA MHIE. 360 CDx Y& A\ 4834 7 £ 70, & &&E KA
65%.

AXAXERE AR A& (R
WA B ITlumina 7 MiSeqDx Il & L ), 2018 4 7k
#, BEx 4 FBEE D A E

2020 42 Q3 B W (IVD 7= & 44 € ) 3170
B, &RERkG 26%,

AXBEARTHKABMKAE (HHE
ZETF 7 Hy GENETRON S2000 3l £ 45 ), 2020 4 3k
H, Bx 8AE T M/ 4 M

2020 4£ Q3 VD e A 3011 7 76, & & &k
WA 27%.

ERERR: MESAT 2020 FE==EMSRE

MEATE, ETHEDHRAE S &N et 20 B8 ZmE A E LK.

B EABARERLEZ T £ RE (B, EEH) . LFe R EMF L, KK
B, RETHeH, ETRAAETHA ("TERE" 7 "BEFRKR") . AHRELR
MEFEBRR RS T, ETHAREEST (MERIBT) EWH R B/ G K
W R BB, HAT KRG, RATMBEEIHERA ZKER R, EaNATRTER
A, RHLSHGHHMDHRAFL L i EMZE, €5

©® i KR AL AE T RA

® 254777 M

©® L HHHU TN A6 1RIE, AniR 2 4 b
® LTHEHSIAMNIHE

K LI B E Y, %Aﬁﬁiiaﬁ W%%E%#h%% E AU RS F R E E B
AR R AT T R A0 FE W7 B K ALAG A1, — R e AR, R BEREIRER
RfKEBE BT (BlawElm) . E%WAE#K%%%ﬁ%% S RETE:

© [ EH KA R B R A

® S5HHMUHH AN (BleEEAF) &1

® Y PERE 2 A F

B2, XTHHEAEFHANMETE, EERET—MFA RIS LR RS KT, 5
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e — A MG KT R o iE S XA AR B T, A8 B 458y 6 o S8 1 o 2 M
Hb, BRI EENETAHESERA, BEEARS FREZ— X THEEEAETE,
FERNEFE, RN, HHELE (RARTUEME RN, 4772 2 B A 8 Kl 4%
B H e (Flan BRI BB ERE)

REFU LT RIZAL, BAEM DB S AT a3 B (B A9 3k NGS i
DHRA R, ADFERE A7 PR AR A, TERKN =L L RN BF, £52
B RS ER, FrR| ZHABA AR, Fl4r Mission Bio # H £ 4/ % AFF &, T
Rl a2 F — 2 f 8y DNA fn &k i, X R THRERAR R UREEGH IR, KE
BRE, RARLFEL RS TSN EE, A R 3 sh 2 B Fedt 2585 K 89 3
R AT HAEY K,

3) 25t A4mfik: DNA %@ t4&4 (DEL) ERAR
BAYE: DELBAEH LS HH

DNA % #1641 F (DNA-Encoded Library , # DEL, ¥ fl4 ELT. DELT %) &—#
FA W N T LB,

2.39: SESUEMMIEERBHARIIER

e %Ef'fté By Aty S I-II1 # I ¥ 259
i Wy L ’ HK 5 ’
RA

BERCRIR: BEEEEE

ot S AR B O ik KA LR Y A A B R, TR R e RIS (£
HERE-EHFH MEAME—F. ERUeWREAFEEMMENFREG LN, St
B (ht) B, ATHAXFEFEARNEAARRABNHL. HIHERMMTFENE
TREMAWI P ETEARIATHET LA, AR LR AL,

HAARNEMFRTZEERUT TR BEEAED (ATERIRRAFWABRA) &,
BERAUTAMRGRE LMY BREMRLE HTS) . @ fFi# (Directed Screen) .

e
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R T LM%t (SBDD) « #£F4F kB s 25 43%1T (FBLG) . DNA 4 #1447 & (DEL)
AR B FniE M A4 (Known) o

2.40: 2016-2017 &R J.Med.Chem HAFI LAY 66 DMGRIEEL S BIKRIROS T

1%

® Known
® Random Screen/HTS
© SBDD
Directed Screen
® Fragment Screen/FBLG
® DEL

EE3kE: DOI:10.1021/acs.jmedchem.8b00675

Y BamERNaFE, AN FATERESTRERE HTS , hERE—K
HAFATAHE 103-106 MAF, EEHERMATSZEN ERARSE, Hik, AAEH
BHRFH LT HEWELFH AW 2, F@ETRA#—FEF (i Roche £ K1Y
Genentech Z &, &M EY KT 140%) , MEARAIHENF LN DH 8 T o DNAE
fo bt B A A ik — R

DNA % # {1t & 4 F (DEL) 1k ¥ X SR 46 3T 9 7 A 8 Z2 W7, DEL SR & F 1 %
Scripps # % It # 2002 4 % W /R £ 2 5 [E ¥ %X 3% 4% % Sney Breener #¢ Richard Lerner T
1992 4% ; DEL SR B f 4l e, F Ak, DNA 455 F0 DNA Il F 8 RAESE &, Hhik,
B K LR R W T EA AR, UKL A FEEETE, %
AT H G RIAGHAE, M HABAREA L350 a8 kA R

W % UL DNA % 7 14 &4 & iR 5 5 28 A 28 R B 2 7] Praecis ## Nuevolution 4 4 7£
1993 4, 2001 i ar; 2005 4, Mxr—RMFHEAT S RAMK, HHE, SREHNIT—R
R ENMF (NGS) HAFH#, kAT DEL HAMH XK E.
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241 SSUEMIBIEERAHARIER

A. DNA-Encoded Library B. Affinity Selection C. PCR D. Sequencing
Synthesis == Amplification
&

o e > = [ i
\

E. Translation

H. Hit Evaluation G. Off-DNA Synthesis F. Chemotype i
analysis > "_"”)km’ L c

EEKR: DOl 10.1128/AAC.00070-15

DEL # A FE 4T

(A) A —/NEAE R DNA F A RAFIER Mt B W E— N2 Thed; (B) Aaaftsm “H
A Fné3 (Split and Pool) ” K# k& KB F K7 E B4 A DNA F 5 &4 X (B “DNA
R AEHE" ), ¥ DNARBUENMES EREaHRTERFL, RASEREAHREGNLE
WG E; C) 5EELE LM A DNA F7H2@ET PCRYH; D) FAFEENFHA
43 4 DNA #4705 %1% DNA F71; (E) 2T DNA ol F b —— xR, #aE
AEEREOEANATEMR, B BIoNENEEHENFELR,; O NELEHhFXE P
ARESNEY,; (H) X6 K &S MIAT I E AL B,

DEL # R # 4% 0 5% DNA %85 {6 a4y e iy A3, £ E 7544 DNAIRFR A MmE (DNA-
recorded Synthesis) . DNA ##3% (DNA-templated synthesis) # YoctoReactor 4 &4 K.
A, DNA B B & A2 thk F 4 A% Z ik (David R Liv) #%.

RT3 2| DNA e a4y E e mpr: () BAAKEE, ety (Biks 28%)
M &£ —DNA ik, G XEHZEE, B8 E4 5 DNA 7 IR R4 ik oy 74
R AH o

DEL # A ¥ DNA R 5 e e ¥ o, HEBHMBECIEEN LM ENHE, UK

[ A % A SEAT S E — SEATE A R AT R R RE M, R BIMORA S F AR Tk R
R KA B % E AN
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Ak B

Bl A7 DEL SR 8 T AL £ Z DL F R A IR 29 e R BERMBE AR 50 £, B T E i 4h
Wk E, R, REFZZAIMELT 2R T8 A .

F£242: 201449 3 BF) 2016 F 6 BFFE ATHRENEY DEL A KT AT 8L SEED T

Institution Library structure and size Activity
Crystal
500M structure
. . . . available,
Insulin-degrading Harvard DNA-templated synthesis of ICs in
. . . . demonstrated
enzyme (IDE) University 13,824 macrocycles biochemical selectivity
assays R
active in a
mouse model
Receptor - Emory 0.3nM
interacting protein University . ICsp in Active in cell
kinase 3 (RIP3; also - GlaxoSmith Not disclosed biochemical assays
known as RIPK3) Kline assays
200nM Cell active
Protein-arginine . . in in vitro
. GlaxoSmith . ICsy in
deiminase type 4 KIi Not disclosed biochemical assay, crystal
(PAD4) ine 1ochemica structure
assays available
110,000 proximal building
block pairs .

. 6 uMin . .
Alpha»l—ac.1d ETH Zurich biochemical Eitge hemlcal
glycoprotein (AGP) assays activity

3.5 million chemical
compounds 10nM Crstal
Phosphoinositide GlaxoSmith Ra HN-Rj ICs, in strr}ilscil o
3-kinase-a (PI3Ka) Kline @ N;_R biochemical available
0 1\N assays
H 0
160,000 chemical 140nM
X-chromosome comp%unds o R ICsy in BIR2 Active in
linked inhibitor of Fnsemble H P . I N_O o R biochemical mouse
. . S P
apoptosis protein . §\ 75 VIR PIN JLP NH z'ssays, xen((j)glraft
(XIAP) SN AV imer more mode
ol active
H tiviral
Not disclosed 20nM ICy aci?v?tn 1glllrta
Hepatitis C virus GlaxoSmith RNH ) antiviral unattchtive
NS4B protein Kline i )_<7=>/& Ny activity _
W7 e i resance
. 2nM 1C4, in . .
ioluble GEee X-Chem 334 million compounds biochemical BIO.C }.1err.11ca1‘
ydrolase assay activity in vitro

ERKIE: DOl 10.1038/nrd.2016.213
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HR#E Nature Reviews Drug Discovery ¥ — B4k, £ 2014 4 3 A 2| 2016 4 6 A #
B A FF 4R By @3t DEL SR K AW w67 R vE 2T, Tk RStk 80%, 1 Lk f+
GSK (GlaxoSmithKline, # = % # 5%) /4% 80%. GSK #ytt#%-J8 T 2017 44 W8y Praecis 4,
Ja# R BRI K g0 2 B H 4B K DNA R SR F L T KB am EW Iz —.

% 2.43: MRMEZZRF DNA FIBRAQATHIREESR

Praecis Pharmaceuticals 1993 4&
Nuevolution 2001 4
X—Chem 2009 4

HitGen ( A5 % ) 2012 47

AZ

%[

T E

2006 4F# GSK PA 5500 7 % 764X

2009 43¢ Amgen BL 1.67 12 % T4 W

2014 44 PPD 4x Wy ; 2015 4 |8 ; 2020 4£# GHO Yk ¥y

2019 4 11 A #6148 L7 (688222.5H )

EECRR: BEREEE

A DEL i B4 W F RN aHER AT ARERAETIFR, LEREAF
% ALFEH R P&, Tl 4L 4 Ensemble therapeutics. Vipergen. DiCE Molecules.

Philochem. WuXi AppTec (2§ ¥ HEE) |

Pharmaron (AR %,

# E £ DEL 9y kWA A B A e 7. HHREMELRE, HF, K#LE=R
# H B F+ % K Barry A. Morgan # J& Praecis 84 & R, % DEL T bk A B £ & K ¥
Ao 2016 4 B AL kAo ¥ dr A % K Robert Goodnow #NE T 25 W EEE T 5 £ T
2018 445 DNA BEHE B &% A x| 3 (David R. Liv) RAH AT A F B ZE R4 (X
# A A4 Ensemble Therapeutics #8]# A)

164 Bl KA CRO WA 2 ¥ 48, ¥ 4F fmik Z DEL BB & A .

® 2017 £ H T &4 900 10/MaF 8 WuXi DEL A F &

©® 2018 FHEH T 43¢ F A#F A DELopen IR % % 3 2 i

® 2019 4 X A 15 42K [E 2% 4 W ¥y DELight A& (A 900 1244 F # tt# 140 12

A9

® 2020 4 % i DEL 473 # 2 K14 % 5| % ——DELFinder.

B, U REEA T, hEEEE, AWM. WG E¥E R IRE T WuXi DELF &,
Bl Rar 7 HitS (Hit Success) Z 3, #¥&a+ DEL EW 8 L T#HSEAK:

® ftF 5 B FH BT
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©® FER FnF I BT

©® T E S 6 RAE F ST
® DNA U 570 & H 15 BB AT
© it ok 4y v MK

® E 4 AR

SK BB ALAG F S A AR K 2 B K BN RBORBBARMN 524 Ko, Sk mE| DEL
PRS- THFE 5. AR TR EBAR, 25 B K DEL % Ft & L AniR ot & o 373007,
RS LR AE B TR AR B R 0 S

DEL #FAREEAMEW S, CHFE—CRRMHMUZE, BFEFY KER & G FTRT
HYTE B B R BTG AT RS AR 8 AROR M LR — 3 An VT I By DNA AR AR BB 4

4) HEEXEBTARE ENTARN A1

EARREN 223 FHL1HR T E/}BT, AB2ERAGLHAE, K5EMHARL
2R

EE BT HMSTUEHE 1963 F, XEXTENFR, BENRERFHEFRRRFH
Joshua Lederberg 2 i 2 & #e fn ZE B (R LB 3 &, Mg AW eI, RN 48, DNA =4,
HERE ERRESERANAR. BERRRE LT RHER, EERGETERT B8R LA
H A,

E—WEB EHMAEEEANFAENER, O ERTEMEE —NEELREY, NH
%tt/smb;é@/érl}*ﬁlﬁa}x1990%@21&%#@ 1999 41 116 i, 1999 £ W EZ &
BREFH TN ZFEEATY “BHE” &, FDA T 2003 £ F #H A5 B &£ F 574 % K

%W B 2012 4, BREH HB L 2 UniQure A & B Glybera, M 25 47 K A R4 % 7%
# (AAV) 81k, ieiTIe& g felyest = 5188y ™ EALA KA, T8 T 2 is 7 o9 3 e
R ¥%& 2014 4, FDA RH# )R [ oy 2R U "Ryl ™ Mg T /BBy 49—
Celladon /A 7] By £t 3¢t & % #y MICAR,

FZME: EERBHEANKENEERETERAR, LAHERER KR

(Meganuclease) . #16# 8% B (ZFNs) fodk F#EA#80m B %% 8 (TALEN) &, 2012

£ JF 4k, CRISPR/Cas9 HA #y & ik & B W S RHAT K = W 9% A\, 2017 4 12 A, FDA #k
T BB F Wk M WU B 22 BT % Luxturna®,
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FWHE: 2018 F 11 AW “EERELILEH TRFAR, TLRPEEHN “2RAE",
2020 4 10 AWy (FIABEE (BEF) ) #HLSEL “FEWAEARENESE, TREER
MANANRBH S MEA" o B3 AR A B R AR 30 4 oy 2k T 4 48 TR A7 2 26 0L B BR R,
EZE—EBREVHEHEKE, MEEERESARNT LHRF 2020 FENRUEE, £
Hiey BRI 20204 12 A, HFMESE (RINBERFEFELLEXETTIERESE
BER BT £ (2020-2025 F)) BEXK, RANELHAENEH KR K, fniEaifo L Hig
FWEE, FITAKFEZLBF (FINZFHERmpf B @t &6) (Fx4) £¥T
fE2W

Bl BT IE K A N K iy 2 76 77 £ 2 UL CRISPR/Cas9 & K&y 2 H 4 B R

2012 % 8 A, #EHM¥ K Jennifer Doudna 77 % E #+% X Emmanulle Charpentier 7
Science ¥ F| % % T ¥ K% h # A CRISPR/Cas9 3 FH 4% T 16 JE # iy £ (DOL 10.1126/
science.1225829) . 2013 4 2 FA k%% Science #1F| & % ¥ CRISPR/Cas9 2 [ 4 # A
BN THA S WAL @M (DOL 10.1126/science.1231143) . 7E[F #i th Science
T £, " K% George Church FIFA 4 B & T & A CRISPR # K % # &4 £ % A iPS
40 m T E kA oy Ak (DOL: 10.1126/science.1232033) . X Z F#HF % KR 2
CRISPR/Cas9 #k I % 8 5 AR AL 22 R I & A K A oy B AR A,

A% AAV #5 &, CRSIPR/Cas9 AW # 2 —RFEFA T HEK@ Kk, 2017 F 12 A,
FDA #t7E 7 Spark A & ¥ AAV & E 7 3%, ¥ E# 8 RPE6S 3 % 3% 2|40 W I 40 f R 6 77
Leber EAMEF 28 (EM85 F %L/ %) . fEXT Leber £ RHEXK 10 &, Elﬁ;t
A8 & By CEP290 # B W 4770 J7 71K 7.5kb, ZT# AAV FEW @RS (4.7kb) . K MERIX
ANFAE, 2019 4 1 A, %% # T # Editas Medicine /& JF & 7 —## 4t %t CEP290 1VS26
R oy L 4 4B S ws, AL T 4t AAVS 34K 44 saCas9 #1 CEP290 453 14 gRNA #
HERAMM, BIKgRNA A HERERATRERN LT, EERRTANETEH
B B, ATIIRE CEP290 # B M E% &k, RAHKAT Leber EREEF A 10
A BZ WA A4 (DOL 10.1038/541591-018-0327-9)

HEmEBW FIH— MO KRERZNEM, 2018 F 12 A, Broad #F % fr 8y 4 AF
K Daviad Liu #1 ik 4 & & BB Zheng-Yi Chen #%3% BIA % Nature 17| X Z# % &K (DOL
10.1038/nature25164.) , f# fl CRSPR/CasQ # B A R R A A k& th M H & /)
BB 7, ZHERERTHETERNS CasO-gRNA E&MMkH#R R A, F2F
DNA, FHA4%, FHARNEREEEENBMIENE, AARFTLAK,




ETED TUES
B EREEHERA DA R EREMARERTE, KERFXERRS LT,

2018 4, 4 AF#¥ K David Liu 23 £ JF X H ABE7.10 A 345 # 25 ; [ — X Nature
Biotechnology # % & & T WANEH I 50 4 20 o oF Fr R ML G & W9 TAE, 2RIk E HA
A7 A% Nozomu Yachie 525 % ML & % E ik 4 & E Iz Keith Joung 23 %, 2020 4 3 A,
LB REOK A S e 0 R BOROR AL 4L B & K A7 2T CRISPR/Cpfl & & #y %7 2 4% 25 4
# 2 Cpfl-BE; 2020 4 5 A, &KW k%2 K R4 % Nature Biotechnology K &M
WA E 4% & hyCBE; 2020 4 7 A, dba KW 3 X %R H A X 4 % LEAPER # 37
A RNA B SR ; 2020 4 10 A, Emmanuelle Charpentier 8 Jennifer A. Doudna
B I & B 4 4 T 3R 4% 2020 S AR LE R,

RA CRISPR/Cas A fnt| #H BHK B NS EE A, BERWAAV EEMEEEH A2 —,
FDA FL et £ T AAV #tkwy & B 7657 7= & F T 3677 RPE6S RAZAE x Al MR /. £ R M
BRI, WABRTHRBMEMUENESES, AAV RIEEAE K% 250-300 ANl AR T o 2
77 4%, 2020 4 10 A, NIH B3 PaVe-GT B H, 1L AAV % F &7 ty 3% 3K,

XM EE T RS E KN CART @M G T, #AHE Ltk (Chimeric
antigen receptors, CARs) £ AT & ey E TRZEK, TR MAEITE TR E BRIk
e Ay tEfg A% HLA £ Ik Z & 4. CARs RS RHNT MM, FAETT HWAEFF
WTHM, RENFEETHREEH ERREEHE M I, TENRCRFEREINELR
%%, ik CARs £ T Al W 5 R K,

MNTahbmeE, ZRETHEEMOHG, BHERIARLEHAEFH, X4 DEL &K,
Bl EZ@t e WERAE e 1F, &3/ H (EWERAE KA R R O Beiy 7= &) =&
LA AL By 07 XRFNZA GO

AP NEEIETHE LG AR, k244 Br TR, Bk, FE, B ERH%., HiLE,
BRor. A, ER. X4, ZH. BZ2F ¥ W (GSK). B EmTE (BMS) %k#MAAH
A P
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R, FIE, 4%
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HAR
BRI G %

A 7 %

SMA
My 15
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2018 47z iy Sangamo 34 77 3 34 1 4 T0 Hk o W A BT % 9
SHE A A KRR % SB-525; 2019 4 8.10 12
% JC 4 Therachon (4t 2 & K & A4 ), 6.36 L £ T
Y W Vivet Therapeutics (4fxt B R # % ) ;2020 45 10 A
% F DMD 3£ 36 /7 PF—06939926 B b i 38 38 A % .

2018 4 5 ADMT & 1EFF R Andt )~ & AR AL = % 2019 47
L 43 12 % 76 % W Spark Therapeutics A% i 7= & 2 4F %t A
A f1 & 55 9 SPK—8011; 5 Dyno Therapeutics & 1E AAV

2015 45, Bl 8.451Z.% 7t 5 Voyager Therapeutics & 1E &
HE A R AR N AP R R B B T 5 2018 45 1 A L
116 12, % 76 4% W fe & 9 4 7 4 4 B K /A 7 Bioverativ; 5
H Bioverativ fn Sangamo & A7 FDA ¥ % T i 97 4k 40l
YA B 2% 2 A 57 % BIWO003 #9 IND ¥ 3%, 2019 4 10 A 7F
NGB RN Sk

2011 4£ i W Fk B 25 4 > 5 FKD Therapies; 2018 4, BA
3.94 12, % T W W v S8 % 7 2 7] Viralytics

2018 4 5 F = A # YA 10 12 % 7t ¥ W BeneVir Biopharms
2020 4F 12 A 5 MeiraGTx A & & tE; 4 J4 Hemera
Biosciences, #% o 7= i & 4F 3 40 B E AH X & & CD59 By
HMR59 57 %=

2018 47 A 87 12 % Tu Yk W AveXis, #% 0 7= @ 2 4 At A
# ML 2= 4 5 (SMA) #9 %1 %4 Zolgensma, 2019 4 k&
B EM A 210 5 % 75; ¥ LFB & H # T CDMO A #
CellforCure; 2020 48 10 A A # 2.8 12 % 7t % 1 Vedere

Bio

2020 45 10 A A % 40 12 % Tu ¥k W AskBio (A% 7= dh & 4t
Xt Ve DU oy ACT=101 97 3% ) 3 11 A & A 48 o An 2L B 36 57
Fa, EAHME AN M1 AEREES &
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EEBTHRRE FAFER REHE:
O WEMHT REIFILR. 2RMERFEES XBERRE

BT RAERNE AT AR L ADE, EE SRS AR A, BB 2016 B —F 41T,
e NIH e BRI A 89 35 B 3697 I AR IO BT 70% 4H 3%, T4t atAe xt B o4 4 88 B 57 7 37 F
AR BB R R ICE 15%.

BREFREROEEBETALAR, AHEEREEMNEHNZ B, &R FI—ANE
&, Ewr# 7,000-10,000 & Wm#m A%, EEF4% 200 M3 K AWRF, EFHE
ZRHF, 4H 85% (#6500 fkiF) REXERK, WEBENLEREIIRNKAE.
95% # F WK S Z #EM BT F R &lﬁzms@kﬁ7<% % WimE %) £HER
121 #E K. RE CPEENRGHT EAERE (2019 ), R 121 FZWF+, £4H
74 F (61%) FNEA A MENIER 161 fZh Rk Ewr €, &iX 162 BT ad,
10 F 83 # (51%) & E L, AT &, 2019 45 FDA #u /ety 48 Z 1 #25 F, & 21 2% (44%)
ZMILY (Orphan drug, FT . SHELRHR A R) . EEERERE RN EE S
RAXTHEEEKR, CAFNRBETRIETHAL, RO REE £ AR A SR
MNTT % W oy a7 & &

BT BEME N R, HEANRFOESFE TEEET. 2016 5 A, 2%
FHE LB LE ¢ w A F WEBE T % Strimvelis #EKE 0k E, Ay # R EE— Mg £
WA L E IS AR G R AT E B & 0T &, ZTUE T &2 EIE T Rl & | il R
W X —ANERM, 2019 )5, REGEEBTAIHFSVIHEELRE, flint i iER
i 36 E 5T B B KA A B RITALTT A SRR MBI A E BT R CRO 4y, 4w
2020 45 5 ik, 19 b @b Ve 8 o TG A

@ A By &

BRI R BT = m i ER 7 2 U8R, A EF fEERA, WHRRINETR
Ray R A, B FERMI R RAE T RAR, FRIFEREH R ERRHER,

© A H AR I iE A

U

s (R ARNERNE)  REEEEL (AW 4TBERKN B %.
@ BER s E A

ML . MRER, BEEF AHER. ARERE. BRE, ZRBETHREER
RFMATE, AFLHRY, BHIGENEEGZ R, A, ZERRAREFR, B "W
REELT ", BEmEE. REHEEHEN AAV HARTTZRHE L0 F R
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® £ a b EE oy EAL ARy SLR T

REXFREEHMEFERFARRENY, HHFMELESCREHZINHER, BT 2N
ZAh, BMHEHARE AT, AT, GER KL, BB, BE REETT KEA R
Riefy”, FMEXRERNEEFETRACALFENENZ 2, £olE, ZERLMP

i 18 7] AL

245 #H + K
“KERET HERNERRBEEAELRE, REDABRTUTEAFE:

© £ OA T E AR EAB K

@ Aot Al 27 B HAFER) LR R g & £ F R/
© [ I} Bk RN A 5 b A e $R AT

® Lo S HUFFH AT D EHHAN LR

CRERET R-EETZARG, FHETHRAIBLER BN, ARESH “RER”
feR R R REAME, B S REA T R B LI MR 2 A B AL FREEE, Bk
W, £ERE £EFREE (Bh, BHRFPHRF) . EERERKEE

CERE s REET, RETEERL AR FHAN @R B AR AT RS R,
BT RE ST EMFEN, B HEENF. PCR FET A MK AR SATH R0 R &
ATOR, HEe S AFHRERRBEEFERG O Y, BERESE£FT A

BA “HE+ KRER" WAL ERH, EATHEHAR, LM BE 7 TN,
AAERTREMEAR, THEAT FOBMSRA, KIE R REROALR, T£ILF
BEYWETHRT, KRBT RBEEGEAL, BFTLATMBELT S, FLE, “&
B+ A" SRR &gt T ¥ &, BT DA 2 B, P& f R i
ERAF R, M HREZCERTRTEMS G, HRBRFRATHE SR, LB &
g BT LR AL

AN A A HEE + KRR EREE, KRR R AL EE 2 EAT.

D "RE+ KRR WEAM REZE
WL, CHE KRR BHR RN
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TR ETRAAKR ZRE. ANENHATELETR,
BakE. ETERELA¥ 2 TEWFEREMN, FOUREE L0 M#E,
O TEE: AR N E AT R E AT REARRATRIN, AT KIS
® KM ERAFFKELS AL AFEE. EREL. REAGE TSR LEMHE
KB, TUAFETR, RIOEHE, AT EFRE T EEL L.

MBAR R W Bt & £, DU o AR 2

FWBc BETFEUERE R AE, RERMFEERERA XM SNP L &, #HATHX
WA, BEE S EHATH IR, R, FEEETONE. % L7 %2 GWAS (&
EFEHRKAH) . PheWAS (2HRAKXFAAT) URE M X%,

FoWE BEFeaFEEEYE FMERIMF, RHE WeGene €48 A RN #R, 247
% ik £ K GWAS, PheWAS & & 2| PRS (£ £ HF4) , HEAFMFERARE, 2 SNP KK
F AL R BB A 1 L ER A (Haplotype) A RF&E FFIGE %, #4b, 2FEEANF
WA 2019 FRZH A DTC A& 7 Kee 2 —. =T NGS. #4F 3L 7 HAREZHE
EZHEAMENERRE, RBUANEZEI G2, EX—N&FEUME, 201843 A,
LETHFRABRRKEAER "HRAXLRBANTX] (—F) " £EEZEXR¥EF, B hRkT9H.
5 NGS BB FIMFEAEFHLME LR EMEME R, K- BEMLFEH AT
xR AN,

FOB, EEETN, HE MRS o RS, 2B B R
FRBEFE ESHRBARHEEL, RM4L, ZAERFIAESEUFES, BIET
HH BT EnEASE. FH, WEEH, MLEFIEEELRGEN, HRsaREX
Bodfs & AUA R Fu gk b,

MPEBBER L, RWWANTHN “EEH+ kR FRPXZHEFELT, BRLHLLR
Ancestry A8, 2020 4 8 AW 47 e % T# %% % B (Blackstone) i ¥; /& & & £ Lk
T B RN M 2 B 5T AT %8 Blls KRR (R B4R, A 3 W 7 23andMe. A E M L,
BENMEEHETARTER (—ERENFEHME 299 70) , T 8K 8 HA SNP L
BRI RN EA KT TART, TeXEAMNARTEHET T (REWNFRE. BiEE
BERABKRER) . MEMEAAGZAREREIME, BEWTH LW EZRBA, —HHFHFRRK
FBHERA

MERGFLE, “HE+ KERE" FRITUSNERT A
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F245: "BE+ KXBER" FFmaLE4)

R A 2

HERREE REBNEEANCINFERERLETE L

: , (] 23andme, WeGene, 23 &%, BEE%
#3 I B K T

SRR, AR AR B 2
HAREER 23ancne, HEEK, HHEAE
' BMBER, SRAR N ee andne

BEREY ETHERLATENEEPIRE TR o060 Exact Science, MM HE, 45 4L,
/ B R R A B HEAT 0 2 BB E T 4
Har e (S /58 / %), & uBiome, AOBiome, 4 A i BE, FAEEE,
A
it A 28 AR gt A DL B B

o E AR ERAH F R LR, M
GHAE  BFENABRATHEINERRN, FHNEH o0
Ja R HY B R

Invitae, Myriad, 4 & 2L F, Wz & H
&

ERXER: ERE

KE, W HHELAEEANT HE, ERkEHA L EHE 23andMe, Helix, WeGene,
23 FE (BHH "ARER” EEE VRSV IERNF) , FOVESYEEAELA
BAPARE (4 2.46)

* 246 ERIIEIRVAERFERRN=mATNER

23andMe Helix WeGene 23 EH
A IR AT () () ) ®
B3 A ) ° ®
&R ° ° o
R ° ° ° °
H RS ° ° ° °
% 448 ° ° ° °
i R AR ° ° ° °
BB AE ° ° ° °
INEEL ) ° )
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B FERAG R, F—FAF. B R T RS HN &5 6 A ER, Bl
Bl i A E 2t 8 23andMe B9 2 B A I P 5 B4 DL _E K LR, {2015 4F 3 7% FDA #log
W R RATE W AN A RGN, 36 Tk Ex R EWERLN (FEFNK) | HE
2017 4, 23andMe 43104 707, & BRIEA KB 10 A %R XS 8 A A B AR 5% %
B AR A 3% 7% FDA #bv,

Rk, HASEEANF R KA E A AZEE A KRR &, R R YA
A B R R R, B AT A R L Panel § . (EEFEEAN, MENFRAHERK
TR T, RRSZFAMFHRAERTBH R ABLEX L, ERTEFE=AKE:

® THEmm %% (DIC, Direct to Customer) : T E@ELH AT &% = 7wt
ATHY, RELZHER, SHOERT. EIRTE,

O FEFOERREEENMEY: AlnZREZESH A XEAE, *FXBEZHXY
EREEGRSE, EHERETERERE (20204 11 A, #EREHEZERE 5.4 127
Beatseik, ks B

@ 5l RATAM a1 BERA Tl RAP LA TR, ik EmE B KE,
RizER, BHERGES. FELELEREIHERETOHKE = F MK &
TEHE K.

2) PV RE

Mg b, “HEE+ KERE" BEZR T RRRAE, BWATH —REKEZAMH
M H, Mt xR L, REEMEAEZEEN EWREEAE, EE2TRERK
WA BRERA LTI/ REANE, BHUFIERES

M b RATUL A B Sk Bk kA 8 23andMe K ) W £ B #F DTC 2 F A0 # 15 &
Fa = &R B4

Al F 2006 48 23andMe T 2007 E AR BR S, 2] 2012 F WA 7% i 1 4 &3+ 1104 % TTREHE,
FH ¥ T CureTogether,

kil NIPT #ei# & & #38 CFDA %1 —#, 2013 4 11 A, FDA T4# 1 23andMe # € =&, #
23andMe # = B X AR BB AR &, G thkREE FD & CHEE) WEHFTLEL S RAMMY
KRB H BRI

2R AH AR R EE, 20154 2 A, FDA #% 23andMe % — AN W0 % By £ R
Bloom &AfEH W H AL EAM (1%) ; F44F 10 A, 23andMe #yk 4 E X ER$E, EREHZIAH
I 200 £ AR, B AR BRI R N 4t 36 N EE R R HATARM,

HEE www.geneclub.netcn (145




2021 ERETWVIEE B

2017 4 A, ¥ 23andMe #8889 8 1= % 55 & B 10 TR g XU 2k B 4 1 3K 4% FDA ik (&
A FR. RAMMEZERRE., ABEM. o | EEABEZEZXMRE LMKy EHE, BT X
Bz e, XUELE, WEE -6 BB ARG E, RAEELERTEEMIEELRTR) .

2018 4 3 A, FDA #t¥ 23andMe # % = #k i e R & 2 B A 7= &, Bf & F & % BRCA1/BRCA2
FHERE Py 3 M RE AN B AILRE. I8 Fo w2 BROE 8RR

2018 4 11 A, FDA# T 23andMe WHEE M H FH O G RXEAFHN, FRE H WA H
A B 33 R EE L A,

2019 4 1 A, 23andMe % = 2% i A F 3 B4 1 % 4% FDA 40, % & MUTYH % B 6 3 A%
AL B

2020 4 8 fI, 23andMe = #7 £ 24 4 2 [H 41 A U 7= &% B3k 4% FDA ¥ 510(k) #1, T U EH #
DU B A 7 R P By CYP2C19 2 R R S ATA M, T35 A P Xt f % % 0 25 4 A Ak
(clopidogrel) Fadiii #8254 T B L 2 (citalopram) #2454 K 51 B T % 34T 30 AR I

T LLEZ|, FDA X E&E @ H FHWEELN - % (BFER N RTINS T EFES)
BHEERERFRY i, RATS &, REWL— 7K GFHE, EZEETITEN &% DIC =
o B B AR 2022 SE K Fk A

R 7 E, T 2014 £ 8 A, FDA # £ T Exact Sciences ¥ 4 B #7 & & 7= &
Cologuard (3 F 3 1# DNA 3 Fu i 4 A7 5 40) 5 B HE 4 B % Cologuard ¥4 # W&
B ABHFESG “FIE F2020F 11 ARBEAGANEAREEREF-RENXK =
KRETHEWAEMIE, WA, Grail #ZJ8 F 7 0% 7 & Galleri 7 2019 4 5 F &% % E FDA #
B RBER A, FTTT 2021 £ L LDT B R £, 24 FH 3T NGS W i 40 fi g 5 0%
BARTEA 7= & HCCscreen T 2020 4 9 A4k %% FDA B “RBEET &M A€,

Ml b, Tk RA AR BEERFEAREN, BRTHE Y. R R &Rkt Eib
F, BERFOHA 2019-2020 £, HEEALBEREEE, ZEREREN L 2HX
EAE G, FE-RANNAGAFTIET,; £XMARTE, ZaTENFR8Es,
AEEANFHMAEEAFRRUET, FESRBARE. NEFIELERAREL HH
A, BURY TE,; BRI AR &ERIT, WT47E 0 NIPT 6 i F 3% 5 F 2 7~ LAl
Al s BEA LR RER, £ 2015 FHE, “EE+ KRR fr CEEERST KE—
EWKEE, B RRITHURTLERG T a#, XEFERHALRIRETE, KXk
Bk T HAFW T, XEEFIT, 2022 538, REFSEEH—BRERAL,

BT R ANAREA SR, “HEE+ k@R RN AREFEER TR
AERBAR R Ee, BFBERF. E5. TF EX REE, XEETOT, “£H
+ KRB W7 & R 2022-2023 4F; Mo Wi e, 2021-2022 £
HEEHN AR . (RTEBAERS, WFiFEanTgRakEiaifs, RUEgHE
HE, )
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3) XENS

CHE+ KR W REREENT 23andMe, EEBFR LA TR EETE, HA
HEX T EE RN AW G R, THAR 3-5F, ERRE, RETEMENZLE
HAEE, RS ENTRE, fle:

O ZRAMAEEAF & BTREIEEARBRAEFE, ETREEACAFRELEL
ML /POCT 4 AR A 1AL, [l 4738 2 il NIPT #y B 5 SR ko A 37 R —— 3 TAT R &
BAEE R, FMAERR, 0 FEEKHF TN @Al H.

@ XESMEIKENLE & ERARKESTEBERREHN. MEEH KREHEFRE
SHEELE S, T A AR & (Flin WeGene 7 & 5 4 KL HPV AR 7= 89 47 % Bk &4 ),
ARH#—F A LRERS) . BEERTREEXEFT AN &, #lo, BFREETH.
BASEE S, BT Pk, RIBENREAEN & WA 25 8 2%

® RERERREEEF CHREMRBEER-RS: MESeRERT REREE RSN
BERN, ENGREEARWENRESN, ETUNAKR, REREGEELESIERE LA
FAGE, REGTHFREEHEN APL &, HAFEH MM EEITRAUHTAD,

246 £H + RAETHE

SR RAE” ARBESHRN B SR RN AR, BOENFETEN TR AR
T 0 B AR BEALE AR AR R T R0y R UF O 8, B E AN X RAEN - KRR R,
BAEABAT “FeimE" RS, ZiEEQFAELT A K K LR 2 — T 3
KA RERE, AN E 2

D EREFMERNRAE)

“EHRMT EAERERN TR —, BWTPAGREAILEA 92.21%. FH, X4
A TG B R R A R AR, P LR AR AR E, FRADSREE
WREMRS, REEFRFWERERTHEFEZ— AP, U "RAFWEEFE" . “F
TEREMHE" EHREH “HEE+ RE” TERRZHTRFAAERMY, SoTHE
FEEEINF IR EE R Z —,

T AR

EREE www.geneclub.net.cn | 147




2021 ERETWVIEE B
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MNTEBEFITE, BTHRAEEES. ERRUALRAHNE, BHBK, A, kK
BARNTHHERA WG UMM TEEFHFBANAM, R, BARLmEFERILE
REmEs, AEAARLE. TL®S. THRFKE S xERA,

2) REFEHIEKR

MNE CEE - RET YRR, EEEANRIEENER, TR TREH A A
PSS, TREABRER AT, ToRAKEFLE, BRTFLEEELREA
HHWT e, LANEFME. B E SN EERREA.

ETIRAEANRENE, E)AFENARR:

O AUS (BFRHEK, FAR HAHEMTER

® Gl RSN HLME., EAREMEFRE

©® A RBFAE A, MEFILA, ERAEEATER
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3.1 BE~IRE

D #XFLRENHE

2021 FRERAF MR RETENELE (HHR+EA") WIF A2 5, R T HER”
MENCEDD, “VAE A REFR S 4. B A E X464 TR i 3 KR R RS R 2 —,
WG I E B2 — R FRMEE, 8 2015 FP 2R EELMEHEREE, 2020 FX
FREFIESWEARBEFERMNEE, FRUETERTRAEMT ANE, FRALF A,
o H R, HRPE O, NEERMAAEZES, KERTEMSTEH, GluiE K=A.
ERERABER, RNETEFEIE X — R, H KRR LR AR, B
BEA R, R s, M E A AMEIE N 2R B R E R XE IR AR IR
KRR, NWHEERAAREHNENHEAZE KRBT EAMTEBENL RS LERZ—,

& 3.1 REE2WHERMETHE R AR S EE T
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O S A O A T Panel By 7T # 2KAE . R R B 4 B BT L
EFEIZ7T) R (Z7T) = B E ISR BB & ;_E [ZI /E\ ﬁk HE\ % fg{: R
N TIE e AHEF200FM=ZFFEE LRSI N
70 40.00% 11.71.34.75.58.27 1275, Rtk ELH A 0.57%.
60 :gggj 36.63%. 48.65% . T = % B % F| M 4 5l K 0.48,
50 W7
” l s 5.56. 1055 12 7, F W K 4 4] 13.14%, 223.71%.
0 [ 0% | 3065%, W ZEE MG AR RS Y 4729, 16.86%.
2° 2 000% 18,879, M F Ik i H A 2.06%. 21.82%. 37.80%
10 » 1 5.00% . o }
0 o 0.00% AHEFENE=ZFEFILHhEN LTSI —,
A A Vo EETFRBERN LS, REIAK, ARKES
L A S O G iR R E A 2200 FAM. KRB KERFL
R (ZT) - E SR (Z27T) = HE SRR AR % &UE g}j:/a\gk lﬂgﬁ’ﬁ ;ﬁ;:;}'(‘ﬁ-ﬂ %_;Fg ﬁ—;ﬁ}.‘;ﬁ gl] %%E .
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R% 3R 2020 R = FE A RN 5.89, 21.33,
35.60 12 G, [t # 4 133.16%. 313.63%. 363.61%;
% A H 4 Bl ok 1.86, 7.78, 15.37 12 76, Fl M K
559.37%. 1186.48%. 1817.41%; 4% & % #| &= 4 7| A
31.17%. 33.96%. 42.19%; 4% =% 45 4 9.63%.
34.90%. 58.89%.

KR HEFAE N E AN KE = EFERE LA
Wz —, k% Bk PR TR A ER A R A K E
R RIS R ORE RSy I A UL R
FEHAZEENERRE,

T F & 4 2020 4 A :%EF Ak gk N 552,
16.07. 21.73 12 7T, R W # K 21.92%. 66.01%.
52.60%; ¥ | 47 # 0.98, 4.49, 5.66 1270, F I
B K 34.82%., 117.42%. 95.04%; 45 & % Fl £ 4 5 %
17.63%. 28.21%. 26.11%; %% =i & 45 4 4.30%.
18.65% . 22.85%

FFEMRT EFDREAARMN T 8RR ESBER
TS, e E A POCT (B B AR 50 ) B9 A kA b 2 —,
ERRYITREEET AR NS TEIERELRET
=g

R YW 2020 £ AT = F B R A 15.33,
4473, 74721070, % —FEE LT # 16.50%, %=
= ZF F K 11.99%, 20.33%; % #1451 % 0.07,
501, 8.91¢7C, % —FE R T 90.83%. & —.
ZZFFE B K 102.19%, 155.69%; 44 & 45 £ 405 %
1.91%. 13.52%. 14.82%; %%t 7k £ 45 % 0.17%.
11.86%. 20.52%,

T3k 25 0 2020 45 71 = F L F kN o ALK
6.47. 9.52, 15.08 127G, [A th # K 72.63%. 24.92%.
21.25%; % FliE 5] % 1.30, 1.44, 514420, Flt
¥ 152.36%. 64.65%. 158.80%; 4 & % F| % 19.98%,
14.84%. 33.82%; # ¥ si & 5.16% . 5.64%. 18.91%,
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ALY EYRTLS
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6.00 30.00%
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1.00 i I - I 5.00%
0.00 ‘ 0.00%
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FFIEAZT) =N (ZT) ——HESFRIER e
llumina
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35.00%
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200
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1] 0.
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— A (EHET) BHE (BAET) ——EW3HE
Thermo Fisher
9000 25.00%
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7000 20.00%
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15.00%
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10.00%
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2000 5.00%
1000
0 0.00%
2019Q1 2019Q2 2019Q3 2019Q4 2020Q1 2020Q2 2020Q3
— A (EHER) SR (ERET)  —— BRI

4

E9ERD

Bl A 4 2020 7T = F FE W25 1.50,
5.06, 9.17 12 75, [t 5% 9.39%. 59.44%. 77.10%; %
FliE 251 % 0.20, 1.29, 2.73127, R K 15.57%,
115.43%. 160.29%; 44 €& % F| 47l % 16.54%, 29.30%.
32.66%; 9Pk a5 A 1.65%. 10.26%. 19.59%.

YAE A 2020 0T = F A Ny 0.91,
2.83. 4.841L7m, #—F)JERE LT 23.96%. % —.
ZFF R L% 6.44%, 17.35%; % FliH 55 4 0.26,
0.81. 1.26 1276, % —ZFZ R T % 20.48%, % —.
= ZF Rt kK 3.38%, 15.87%; 45 & %A R 55 H
28.58%. 28.55% ., 26.06%; # ¥ =k i % 45 K 2.83%.
8.49% . 12.88%.

IMumina #& 2020 4 # = Z& & & I % A\ 859,
633, 794 B & % o, [ W ¥ K 1.54%. —24.46%.
—12.46%; % F|3H 173, 47. 179 B 5 £ 7, Rkt
# —25.75%. —84.12%. —23.50%; & b % Fl % 20.14%.
7.42%. 22.54%,

Mumina WA = FE W HETHEERZRA %
HHEBRHRA, TIERTHHATLRK, HIZT
W MGL #y 7 37 o o 1 S 3 7 b 8 o Q3 1 AT 3
Ko KkAEKNY Grail & oy a2 0. WG RAEE A
WA UL DTC Ak 4.

Thermo Fisher 7 2020 4 37 = Z & & W L\ 2 7
7 6230.6920.8520 B 7 £ 76, @ _E#K 1.71%.9.49%.
35.89%; # FliE 4B K 788, 1160, 1930, & —F &
= FRLTHT 3L, =, Z=FELEFRY
bk Y 3.57%. 153.95%; & ok F Al R 45 K 12.65%.
16.76% ., 22.65%.

EHAERT, F=FEhTwm TN, L4
R FE b SR NEE 3424 L ETT, EBEFHREA
3% 97%, MR T FE PCR BB FEA 22 4B Ay R 4 3k
fo, WAL TAFRAeHRLGREN—Fik, £
kERREGERASAEFA R G HTHE LvkA,
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Pacific Biosciences

=——EREA (ARERL) ==3F8 (BFET) — BLHHFE

Bionano

- S (BRET) e 5FE (ARER) —— Blgfs

Guardant Health

201

201. 201' ZOZI
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— BgFE

05

-05

-185

Pacific Biosciences £ 2020 4 #f = % & & W
BN 45l 156, 17.08, 19.08 H 5 %= T, Rt T
M 7 5.02%. 30.63%. 12.95%; % F| i 4 A & 1.26.
-23.09, —=23.71 B 5 £ T,

Bionano 7& 2020 477 = & £ & W e A4 4 1.14
118,219 " K £ L, [ T BT 38.44%.
45.62%. 33.66%, Al 450 % ~10.51, -8.07.
-10.792 B F %70,

Cuardant Health 7 2020 4F w7 = F & & L N 24
67.51, 66.34, 7457 B %70, [ Lk 84.18%, 22.90%.
20.55%; EFE 5 K —27.73, 5464, —71.67 B £ T,

Natera 7£ 2020 47 #i = 25 & & A g A 271 o 94.01,
8647, 9814 H K % 7, [ b L # 40.68%, 16.29%.
25.97%; “EFE 45 Fy —35.37., —59.64. —58.32 H £ TT.
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LabCorp 7 2020 47 87 = 2= J£ & b e\ 45 4 2820,
2770, 300 E F £ 76, #—. ZFE R EK 103,
3B1L%, % ZFEHEFRNTHET 388%; %5
3172, 2316, 134 EH £, % —FHE W EFF
W T 270635, %=, ZFFE KT 2145,
871%; F=. ZFEELERMEHEFA, 28N
8.36%. 18.04%,

Bluebird bio 7 2020 471 = 2 & & b dt N2 1
21.86, 198.89, 19.27 & & % 7t, [ 3 Kk 75.29%.
1395.86%. 116.27%; #AliH 45 & —202.61, —21.47 , -
194.75 © 77 % Tt
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1) DY EH

EERE X ESE. SR, URFHEEE RS T HIAREATERE L F0 7 & T
R EMFE A Y, KETHERIHRRAUERARTE, FEHNTHRENF. 2T LU
BRI E R ET R, EMES. KODWESANGR, REND KR HEA B E7E LR
BORTF K fE A7 Fn s 7=t A 75 66 7 B0 R R B AL A b

A RS R R ], 2020 £ 1-6 A Bt A H AL BAR M KA £ Ak R BT AL 2
AN A B B AR T R SR, R AR R A 1 B 2 Rkl 2 30 A E XA K, B
ke S AR

2) V&K= ENA

EEHABRENFRABZEN2BERN KR =ZRWFTLE, FTRESH LR
BEIfEF 6, XU R AEMARN. FERN. A7 FESF lE R A AR TR 8%
Wi, HRA, RO E FEAMENA.

E 5.1 BEESEENFTm— g

:II]

il
(&
]
S
o

EERE

MRNAB SR =0T g= Tl T — BT 1FS HERNSER

T —— SRESEE Beckman Coulter FRAENRT

DNAJR 51 E B FFPECREDEE PerkinElmer/Eppendorf B FHEER
DNARBSA B 1L AR B Hamilton/Tecan/x R
FIAE IR B WERE R

HESL s cfDNAST EEt i llumina/MGl/lon Torrent

PCRY 11585k i F R Fachipyhinopore
MGIFE & HF i

ERRR: B

YRR
e
RESE
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3) BERA
@ ¥ B A 475,

MR mNGS A4, EERTFXBREMNFHERS &, REAFEEARET. ZR
RREXERNEFR LB LEMAT R, B THEEARERN R, #IALN EH
B %,

P EREEARN, DNAZERA T AR Er B 85 1 AR, Pt B4k,
HEFURERNEEAHTEAR (RNA ZBRA, TUREERFESEEE 4/ o, R x
% 99% AR rRNA 8 T4, B #, X %W 206 JE mNGS AR 7| B 5 % 5w FAR T 4 b 3k 1A 1E,
WAL T BERE, B KL IR E B WA, R T 4ol AR N B P % Ko

5.2 EHEERERAZEFEHXNSRIERREER

RNAR ER I RRBEHN G 14 &

cDNA—HEERY

cDNAZ 5 & . ds cDNAFRIm{EE KzdA-tailing

TR @

Aﬁ$ BAE

W kAl

0.9 X BEERA{L

ERCKR: 1AM
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als;

@ P 7 A 0| A -

P E NGS A 44, HHEAF TR AR L Mg R A1, 4t sl b BT
AHARA, A RARIH gDNA . FFPE A4, cfDNA 42 (A0 j 6y MR 7 . H ¥ 45t
PR A A R & DNA X EMAERA & —ZH BB ERANE, — 2% HBER
55 164 o4 4 49 DNA X E M2 R, # %2& llumina f1 4 A& 3% MCL 5 F &, BA A
UMI #:3%, B4 M4 Edn s £ a0,

5.3: DNA IRBEERERSE

e O Rt 8 Rl R T APl
T T T T T T T
UTAUVUAGU CTACAGC
GATGTUG GATGTCG
ol [ i il Al
Gap Mick EHE TIITITC
TTXEsst ITIE 3T —>  ei1sjcs
i e ke SiTe o ——d
—— e il
FikE A
-rrrrrrri
CTACAGC
GATGTCG
—_
FiEE l Ligation l Ligation
G st 42 R RO AP{iL s
e - Trrrrrr——
UTAUAGU CTACAGC
G TGTUG GATGTCG
o —_
Gap Nick
N——TTTTTTT s o o s o e S—=—rrrrrrr——
cT CAGC CTAC G C cT c G C
G TG cCG GATG cCG G GTCG
/__I_I_I_I__I_I_ /__I_I_I_I__I_I__\ /__I_I_I_I_I_I_I__\
g
Lo s e
CTACAGC
G TGTCG
———
—

I A 8 PRI E AP
T T —TTT T
T TAGT CTACNGEC
AATATEA AATGNCG
BT T T -] B N —— T 1 L
cT CAGC
G GTCG
Gap Nick . - —
....... T T TR
CTACAGC ETAE GC
AATG €8 AATEG €O
Ll il Ll Lol L 1 Ll
WK
iRt
———————
CTACAGEC
A ATG cG
———— e

EREKRIR: EMEE
BRI &

AP0 R R0, EEEMREE T FREMT R RN R, B TR A% Tk 1
2 AR FE AR Fo A o A A, A P IR R B (L B PR o A
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© &7 IO

Fe Bt NIPT A 0 A8 5k oy B JFOR DL RO R Al &, 414 PGS By 5 40 fft 26 B 41 9 38 X 1| Ay 48
F= A b ek A B R

@ FHata 1k

M2014 FR, ERBENSZRKEENE LT RN EE, REMXBRS & &, L&
WR B\ oY 30 £ k& L CNS, 300 k& LECNSFFl, ZWRuENFEA, i
ATAC-Seq. Microwell-Seq. Stacc-Seq %.

4) FRFAX

AR, BRI "ARBEAEALBREE" WA, RERHEDBREIERL K
o OB R B e A, B T E S B GUREAT IR R, AR U R R R T Y U,
BHRGE LB RS R R LR A AR T R
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5.2 R{Efe

1) ki

ZREFHNE (ANERFT A) REGFE, DHMERACFTRELHSY, 25
o2 B A F = W AR T FRESTEEZRMF (NGS) 3w FFIH%k, EE%E K
RAMETH. RERRMALEEER T BT RERI &, H ZRIFEERAT A
RGP AR PHAL BN G ZERSYT, REFARE.

2) V&K F=aNA

ZRBEEAFEDH O ERY HWRRAMRK: mFFIHR &5 07 EMmE, U
BAEATIE P o

R TS F PR ERFREA % T @, KHERE AW SurePrint F 4% H 8R4
BREARM I EREATUAREKNERT R B, £46 K 120 mer WK EHERHFBR T
7B APREA U 80% B A K, RHX —HAR, LHBT 2009 FH#HHARE —HH &
o A4S B F 4188 17 J7 514 3 7= & SureSelect Human All Exon V1, 44 8 R W4k & F #4
A (VIVD)

5.4: Z#E{C SurePrint B ERFN SR ARSEREMHRAN L

Oligo Synthesis Fidelity

100% W
—+—98% CY, 99.4% DY

Conventional Synthesis

9%
—=—99.8% CY, 99.94% DY
Agllent surePrint

80% -

0%
a
=
g. 60%
= Iy
a
;_- 508 \ -\.\' CY=Synthesis Cycle Yield
%D DY=Depurination Cycle Yield
5 0%
; Agilent SurePrint

30% Advantage

200

10% -

0% -

: : ! )
a 50 100 150 200 250 300 350
Oligo Lenght (nt)

ERFRIR: Z#EC RAD
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2021 4, ZHEMWE I 2T CCDS. GENCODE. RefSeq ## Ensembl M A #k 4 & & #r
KA AAS BT 4LV AR, VB AR R4 41 6 2 T L0 R4 % 3 F & #AT I kit
Wﬁ%%%iﬁii RHUESWRABELAE TR R R EE, BRI HEXEES

, HHREBHRN R EE R B RATE, HELREHE,

Jesbh, %4 SureDesign & & & 4 A PR BRI, JE XA ZERREHKE X
FREEBR, REHZLEME PRI RS F 8 F Rt

RERAAIRERE R, HREAEGEAfFBENF R H£F, 2100 £49 42
# A% F1 TapeStation B 24 1t #. 7k & 7| YL X Fragment Analyzer & 40 & # ik £ 7|, &4
Mumina, % A% S fF b 8y SEIRINIE, 1E 4 % 8 NGS B F &, HEANTHER
BUEFMIFRRAHT,

HmEAENNTF RS TG Eh . FECERB SN IERT 7, ZECIAEDT
Bravo & # &-F & 5§ Magnis 4 H 30 NGS >CE & T1E3k, # & P4 NGS B s 1#y & XK.

E 5.5: RECHBRREEH T mERXERZBNUIRE

JULULE |

m gl

| b

I

ERRR: Z#Ee

BE: mARAERH 2100 £ 9241, 4150 TapeStation, 4200 TapeStation, Fragment Analyzer (3%
# 5200, 5300, 5400 =& 5 ), Femto Pulse, ZAG, Oligo ProIl, Magnis, Bravo NGS B % %,

3) EBERA
2020 4, ZHBAKEEAF VS EAT HHK, P ERTRM LS5 BB N
K, BARHEGAL T MAMEEL,

EERW, ERTHT, ZEEGH%E EFERERTANRARE &EENFEH 48
AR LW, UAREGECTLAELLHRZ M, #3517 2020 FREMIERT 7L
Fwt— SRt AMZROEFXOERRE, BT FORNT R, LZERE 2020
I8 Fri ks
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FhEly  FrelFrze

als;

4) FEHXI

2020 4, ZHEM KA T “DGG China 20257 & Rk us, k42 4E0E AR L HE,
FRE P MRS, SH—FHERENGFS0H. ZREMEARTAT AL SureSelect %
WF PR G E T, Bt 2021 £ EFEZAEN LS, BAR P REERK
R EE, ZEBES N, RFRRT ERAFEF NACFERER TS, #—F
AEANEPREFEER, RFERA, SRR PR AF R ER S 2 b
Kimig 5w E £ H 20 F EH LB (CDX) Mky £ LW a1E, B IREEFHER.
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53%KXEE

1) ki

EREEEETEGRELSEMBERTOR, UNERE RAHEMFERTROFTL, &
FRHENERY S, AREER. BRIV IREREETLRELH, 2%, 2L A
VR ERIAPE R R

2) Y 4&-E A

BRI A0 £ B SRR R B 7 OOk S-fe st 3o E B 20 Lk 57 ARk, JF B 4%
eFfEa T UM a7 R e EALEA AL &, A, PR EREN TS
WISk E B R Ao = AT 2RAEHAL, A& T Mo g E R W8 A EIT e REM F XLy
B, GUEH, ZTEFUFFeNAES, AFETET AREREAKEIT, REL
PRFRARLRENLEEGRTUEEFTRGMAT E, Flin "KABEEAF -3 XAk
FE . DIFREIERAT R F.

5.6 KABERAF MRS E

B0 J R

ML

i
¢t
*#
Bl
=
p
]]])H
(ol
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E 57: AREOUSEMRBRRTE

.r._; AFHDERBMERGE
EIEhft - #RE A - St - DIERAR )

Al RESMEFESR, SHFEEE, SR8,

357
BE
] e g o BEREENS
) — B gewE: 56/ 56 G556 E—ﬁ % ’gﬂj B8 sem s,
oo woersso  zuvs SN/ FRELL [ BRENME [ IREHRT MGKP-0  uIsEG-200 PraEREEs THEE(R |

SRR [RiEFeR, HBAF . BRI

ERSKIR: FREE

TSN F RGO, EAEEHE T T DNBelab C4 {£# X241/ % %. DNBelab
C A 7% 20l RNA X E & 2%, BB A% DNBSEQ A7 FF &, DR X #9201
AT IR R S A R T R, T EAESE R, A, RN R AR AR 2
nAE. FRBEEREREGRE, FRIFANML, ARRENFRET BHHHIAR LS.

5.8: DNBelab C RIVMEAFRAMHRSZE

wrua l Frem

urual sams
e =1
—
»

P

%

P DNBelab C4 » MGISP-100 » MGISEQ-2000
Bt DR - bk RIS R - BERRFY
+ 1000-4000 48R frun - 8-16T# 7/ run - 8-16-+#=/run

e
~16 ~ bl

DNBESEQ-T7

Cell number per run 1000-4000

MCISEQ-2000

Mean tansciipt number 20.000-35.000 :JGLS]EQZ.)DO — =
R — [FCS]
Mean gene number 4000-8000

MGISEG-200 s i

2020512 AR

ERRIR: EXEE
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GiE e, yHE-—FRATEELENFUEE, F£AFET 2019 4% DNBSEQ F &
H ARG RETIRELE W AAEFATIF 7 % CoolMPS ™, e ff Al #y ANTPs kA% L
FRIEK L (847 cold ANTPs) . 7 DNA R A B 1EA T, X % cold ANTPs # & & 2| 7 4% £,
BT 5 HEREAGNTABREREALRREL R, FAEE, EANFH# EFEE, A
Rk EH N A T R KRR B, A EMBAN, WkEFEL, R DNA &7,

CoolMPS ™y 4 45 tf % 7 T ¥ H B AR R A MAER T 7 EARE G HTRERE, K
AETER, ReRKNZEES, WFEARES, WFRKBEHVER, LETEEFRAKA
R R

5.9: CoolMPS £ AR

BRAdNTPs EAREES) ESXRE B &%
Incorporation AB binding Imaging Regeneration
/)
A HERER
Repeat Cycles

ERFRIR: EREE

3) EBERL

kGO WIMELRMAMHLFHE, RE2020459 A30H, AaHARL
1578 A, AAEBAETHFERI, H#ERK. K& FY. F#0EE. B, HHET,
MEB W&k Ao, FAFE, Wi5ARRAASANS0 FMER K, £LHRRESEiT#BT
1,000 ™M F.

o, PEEEMNFHHEAKNFTIE 10%11%, HERLEAMT IR G, &
1H% 2020 £ 10 A, #ET—RAMFHENEAT 4000 &, HPL A% 8 DNBSEQ F &
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EhE

Okk

EFEREN G ERIL 30%, FEHARFEHE MY, #H5EELENF M DNBSEQ-T7 & #
TAXHE 2 B KK, 2020 44 E oy 38 A 7 84K %8 NovaSeq, THL# O 2,

4) FEHXI

A R 3 AR OR N Ak S TR A PR B R R R T E AN, AR R R LR AR,
REFERM, REBETHER B, CAFEARR—FRET BN A, RELGHF
FEMC TEAMR T R, HREFENATRK, B TH - FRREGHFTRERA K
S, AR ETFRERERRTUHTLETAAR, AL EEHRIBEBEEETX, BRM
EEBNMEEEE SRR f, MRS R WA ESH S
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5.4 FrhREHR

1) ki

HEMF A TEEMNFTLY L, RHRAELETHBLS, £F THLEENTRSH
HAME, FoAH KL 2016 F, EENNKILEENFHA G KT,
BT 2020 F 9 A REHFEE — 6 8 ZF KN4 KILEE M F L QNome-9604 K e £ i
FFEA

A 2010 4 2] 2018 £, AFEEIMNFH W E 6 FH K RHERHE 10%-30%, x—#k
APME LMY — Bt N KBGRE, EADONEER, RARELRENEFGT, TEN
HENFTHAMEELEN K EA—NE T T2 RN B L,

2) &K F=aNA

EENFEEEN AT ZMEFEMEHNER AT E, TRKFE. BRI RENES
TR AEENFAEKEREARN A EENRGE RN EE W FETRLETHRILE
B 7 BRI P E AR ERA M. BRE-RFHENFHA, KA EENFHARLH
BREK, MAFER, BREBAERAMK FEAGTEEEESE, TUEEENFHTENLELL
o O S I E AR R EE RTE S AW MR IE

FeaORHK B AT £ A F U & QNome-9604, T 2020 4 9 A#H, ZHEE—4&
BEFRBARILER TN, cEAEKAK, WFELk, EHERNTIER, WFRA
%, BT EHEFMRE. QNome-9604 1HX1 5 B A £ty F — K@@ 2N FHOARE R LI
EAXE N7 THARANT, EeRX T h, LINERSEENFRRT E.

5.10: SFHREHEAKFLER N FIY QNome-9604

BERRIR: TR
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QNome-9604 # e s AL B o & B F % F QCell-384 1 Fnill 53X 71 & Qeagen-8 f#
A, WF 8 /N k444 e = 500Mb # 48, &KiLK#Mit 150kbp, & THAMEM, ¥
HIRMNERERERER TR, BEEANT2H 8 RITRABKT £R0F KA,

5.11: TFEREHE QNome-9604 BIZ A

R
- SFEHENDNA, RNARAIEREREE
- HTEAmNERE. ERAGLHRSRERERE, &5

ERE(T1Ing
B AR R S T R R i R
=

- BEEERTRREEEENAKALER
- RENEEED, ISSIaakAgTiE
- FRIAOEESLESS, PEEIERTHAEIA SR

BFEE

-+ ASICLFIEERLRRER,

- BEISAEE N E R EEE T

- EoEEbtk, FERE, fEEZENES
- EESH, TR

A

- RERENEEAER AN TR

- ISENAASIGHHTTESERE, BHERRERRA
EEHRIIASICEE, el FRENSE

NS ATEaek
Al - ETHAETSERET NS ASRE IR
- ETEEAERRNSTE, (EENFENR S

ERRR: TR

3) BEHIN

RE 2020 F 11 A, FHMRCLELELMENERER, BANMAAR DY 7T
eEXAR, NASBEEREMENE RN, FERN. FHE. S REES MG E,

% POCT 4k, Fraxftsy X W AT LW F & REEINE, XL EY 8T EH#*
ATSERMF, —HFART REASERM LA W UREE, W mE KRR &, B
RS HT, WO ERAERGER . EHWERRTEIOR, FRAEE LB A R &
TR, FUR 9K ILEEE M7 L QNome-9604 (E 4 K kM 78 %, HERXEREF
BAHATEEE AN, WHhEHTREEMERFIIE L, HRMENKHREARE L.
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4) FEHXI

TP A B BRI R A K, A EE T KR, RSO E
WA T oy 2B, KREEEENFEES ERGE SO 0ESE, RAREERNF
BAMBATFE AP F A, R, A Twmy “@ETE 20307 REF 4, FREEH
B 2 2K AL B 7 QR BOR AR F AW AE R T &, KELREE.

FHRAMBARRITXEREI R, £ R THH#ATE F A F, ML SHE:

O HERAF K FRATEREE BN, HBFHEHEHER, BRAAFFZBELFENE
TR, FMEXE ANTaER, BRA BT HRENFRE, A ¥ TiRREER,
Eo, M e A E I BOR AR

@ fof & A R BT TR AT AR B ORI T ORI R AR, FK
FHECE B R A2 B ST S GMP ALIE 89 & = 23, T 2021 £ SCAMAE A& =, R
W& K,

® FEMRATF: FRALHEUE P TR PR, T KAFLAILEE N 7 PR £ 51
B KK, MFRFRS, #RIOKILEEE N F o M H R %

@ Mz £ AFH : A s B, SRR R I BOR 3 T R AT
R, NEeEFEREBNRERNF ESKE, B Swaaaors, LAy
T4 b o 3t
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1) DY EH

BRI KL A RAF (BR “EAER"), ETHEARN. FUERN, £4EL
A EZAFRPEEARFE, AP, DELBA, BTN, Ao T 4EARERGEH
RS Tl E RN F iy . R, ETEERGEAERREBEERMBEARGET
R, MEIE. RIS A,

2) W &-fEA
D 4 o B 3R AT 5 ol R R R IR 5

AR LA E BRI R R, FALERFE. ANETARA. REHH
DB R AR T 2 R R BB

DLE AT 7 3k - B B R BOR O A, ééimgmm TP-PCR A K % % 40 & . ik
SEARMBA, BEARGHT REETEFE (X2T") 27, RFRE 3-5mL 4 A M
& 2mL ER, KBRS R N e E ke, DeE, R A B AR AZETH
B B B R TR R M % BOR R RS R L, B KRS NGS BOA B T3 4 )Lk o i &
TR RN KT ERE MR R, REFERE, BREHHFERER, &5 RARH.

E5.12: RREHERESY RIEBEHERE

feRiHERE RN ERE
SRS — PSR SRR RS

e wE ERE @ HS
; b2 SMA DMD
BN PKU WD e
BEEFR: LRER
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CNV-seq® Z /I S MT B ZEAREARMEE, BEFH. BEHE. RolF. T
DNA #AREREMR K, EAEEE LA CNV-seq® I Fal b, BIEoMaNEERA
HExTHERE AR EDRBRRERLT UFSNMET, it — SRR E R R
WHEERE. Wb, TRAIEFHARINE CNV-seq® #ll K 7 £ F 44 0 # AT B 62T i
TNt s oy Il R AR T R

@ B e b7 15 80 BT 58 A0 R B R AR 45

T AR S R v R AR A UK, R R T M KE RS RS
HEEEE, BARFHEEFNADMNGIN T REET AL REGIREELU O EE, #—F
By 77 mNGS BB s RN & R AR, WL E S 09Ik E0E B2 T DL A o0 R e 0 IR
REHE.

5.13: BRF|IMAE mNGS il B & I REUVR R E R B X FIEUE
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N IR E— I S
——
T et 90
!_/""_ 92.00 am
50 ~7 Leson 80
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-
E 100 { 60 £
= f 5
& / 50 3
U |
= ? 45.00 g
E 150 | a0
# /
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#iEE (M reads / sample)
250 0
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SRR ERER

© Pk I 45 R B F R RS

e K FH B 5K 8 HRD 42l Panel 2 & T HE A#HR L& R, 8 EF K GSA (Genomic
Scar Analysis) #A, HFIHTESZREAENEHA LW —EHEWN. 24 H45 8 SNP L&,
It 2 SNP L Sy e MR U BOR A, TREEEA EXAAERAR RO REERE, B
HEMEEFRFEHEUNRAREHFHE=MEREE, 6FHHAE HRD score Hk F 5N T F i

‘1 86| EHE = www.geneclub.net.cn




SRS I eIETRE

als;

Fosh EAROE, (E43 5% 5 8 HRD score B QMETTH E Anf 7,

EREE O, FAIHEL T R pEEERFE (BT EEERRAFEMAFRAERE
& PCRABMFA) K LA AT 2 H 57 2 7 & (35T EpiPlex ™ b2 ¥ 1w 2 E I F BAR) o 5 SLIF A,
% OB G B R E AR A, R R R LA R E AN (T F K Panel H#
ENFEA .

3) AKX

1 kK F &R E R4 A, BRCAL/2 R 74, EGFR/KRAS/ALK &7l &, # A &R &,
AR B R CAR RO E B AR A, SeqHPV® ASLLBRELXE QA RAAEHFER
#% CE AL,

KK, HARZEE IR E AL KB E A B N, f#2EERN UL TEANYRXRI.
ERREFF, BAEARBERLRENEARR, UTEM AEML F TRt
BB, TG ARETEEIRAAEABHRINE B S RNF &, FEZAF Y ETRmEL,
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5.6 TR EE

1) o

LiEgmm E AR RAE (FAR “FRER" ) KL T 2016 F 12 A, 2—XFET
FrEEEDH TR, £ HENBHEALY, AARAPCT L LARAHRE, CEF
PN AN B S AF B GMP AR B A 7= o A [ BT AT B9 [ 2 I

2) wHN4E

WREEBRTREEFIE, RUEFemRHmERE, UERAZS, BFFES
R4 BNFAT, g5 F A M 2 B T RS- Fn 2 F e BT 75 o

AR EERMR S, AREENZERREUGEENFAZS, NGS EH &N
MHECEREKRT “ZiEe—" GRA. . EERHHKA NMPA #ofw &) , L&
B W &AL A B S LDT A4 AR 3R 3,

A 2R B R T B A PR T I E B £ BORF & R A AR R R 7 TR, F R K
HEEA A T HAL N DU, AR EEM T EARE (MSD #llXAl& (=Rt PCR-
BHEERIE) W EATERE; 2T MASS-PCR B AT &8 2 FCK & I KX
WE R IR, 74, FLAH MASE-CE HA. NGS #EZ EH A, CRIDIT-CRISPR %4 &4
1 28 2| A 30 B AR A7 I B

ARA A BB 2 42 ctDNA & W & R, EFH T ofTNA R E K. fDNA B & & K.
PRIDE-cfDNA # E & R EZ O E AR, 50k 6 5 A R JZ 8 % ctDNA A M 3T 42 o By i 48

5.14: WIREY “1228 " MSIIRFI 2 miER
........................................ FES N LY K ”J ||;I F‘] ﬂ"‘*‘iﬁiﬁ |§.]1L i!!i‘\ lA Hg
) / GRMET ik PCR+BATH Mk
“2> .................... ) . Q/
ZEH
Msttsa/ |
.- MetapdriE b AR, 2B3DE g
0-3_) b g hﬂo/ W [fﬁpancl;*ﬁ;“;}ﬂ'}f,msl_l{_JEE;JE‘I-

Tﬁ)/ i * ) R A R A R A 2bp 2 R
af i

Y |

ERRR: ANER

e
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als;

5.15: WAREREZRIE ctDNA N E A

cfTNASHIE & K BR B R DNA+RNA

\ = E

ctDNA#R 1 & CCL\ \
B IR IS B CDNARE 4t ?ﬁg%gg%ﬁ

'ﬁ

.
NGSTE I 5 2 #r
UMITU RS R A

EEFXRR: ANER
3) TEHIN

ZRAEZFLNERE, FARERG LS EERAREHIEK, HEHRTERTLA.
RIS M LA CEELE L AKK 500 £ X CER, [ LK+ KE RS LFTERN
BMEITEEARE 616, SFEREHE "LgWHAER" . “"LETEAER" . "L
FREF—ER” K "IArAFEZER” FEATHA=ZTF ERK.

ERMEERS SRS (BERET A (TMB) 5 AN A ERER) f1 (MITEF
fae (MSD MEfAaNEREN) . HilgKREAEH T RREH JCO, Lancet, SMALL %
E br 404 SCI & %7 B F 4l %

4) REXHAR

FEERMATL, KKEGAMETHO R, AHERFRET LT ad HnEE, UE
B, BFEFEERERMIAT, mEfEDEET MASS-PCR # A, NGS # &2 EH K,
CRIDIT-CRISPR. MASE-CE $ A % IVD ## A 7 & ) I K FF X Ao & &4 By, HAH e
JAZ CtDNA M B A, #FLH o HEEAMBA, LIRS L,

e 07 W, ARAR R R A AT R B R R 2 A A T AR B R R R AR R
BRI, BT RERER Az B R R, AR E S R L A e 7 0
f, FEBRARFEG AW RERGMEE R EN TR, HESARTRE, LAFH
B, *ZEEZF,
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57 RIEEF

1) DY EH

FMNeREFRBREARMARIAR-RXUE =ZFEFRRIFEDH L HARCHH
MESsalk, BATHLESAETIMRJIENEFDH ELELRS, ATRAEN
FZHEFRBTLH TR L, SHEFTBEEETAAE, AALSNRETEKR,
WIMEER K 23K 70 ZMEZFHEIAT,

B 5.16: MNEEEFIRKEREH T

BERER: EHEF

2) ¥HN4A

2012 R, &HEFIINGAENF T 6, F4E6—KMF. PCREFRA, H&ES Mk
REERLAFQE—BOHEART &, HFHERNTEARE RS BHL2ESNMET, BRT AKX
BHFELIRE, BIFRENRE, 2 TRE 2FHE (Eh L) . 2T REERR
Fah—K, BREFRESTOHEARFENEaEERRS ML, B, X—00RH5H
BERE=ZRKFTHERERN:

HEERFRN: MET A ML AHNRNERL, GEFELFE SLRER
WU AN ETHHE, FEHRRESTEFE. BRANFEERW Rk RAAE.
A 2Tk S ARt 2 R SR SR e R I T R FTAT I
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BeEaFRM: METEeREXRME (CARMEMLKMNE) BFE, S, H3A
%, BURWM /7 B M. A% A P 3 A48 B Bl PR SR B A T B AR R

PEmmBEN T CEBRRIT RA X R E 4 K & B 4R B W A% 16StDNA % I
PRI A M 5

3) TEMHA

SHREFAA R AZLENIRERNLS, BNEE, FEREFRFTHAKE, #
BAREN, BRENEERNTE, WREZLROHRSFNE. Al TRELEFHTEE
KREXFERAEN DT AT, £REFEFLELEMRRE R, FEEFHFRLTKE
e (A FFEH) LERFFSTFCEELRAHAR, FRRILTIILEMLRKERZ L&
HHFORRMIMEL, WRRAEIAVEND T BE,

SREFBAN ERAFE—FRAUF S AFUAES, APRELROWER, Q7
FEABRELRHAEE, TEREEFELR AU ER. PLAEWEE —ERAKS &
BEY ®RHEHEFRITWERGRER / ENREEITS, £ K407 —#R, £
FAL —ERUEREDT RS, S, SHEFKLTRER AR, HEERELLESEHE
W RARAE, AR 25 R A0 Rk & E AR AR e R BRI R, I3 5 B4 MBAE K 5.

5.17: EREZENEASH—HEREAREGEFH~EE

HEHE B Ry
i)

SRENS LR
BiffTiEmRE

BUREARSATIN
HiEE

FrE R SIS
EREIEENE

RS PR A
SR

ERXER: 2HES

SHEFEMNEH, EI&E, AMEBRLTRERENEZERAR BT OLRE,
FHEIMF T KEEE, FRA TR ARG &3 B 4050 A AT DUE 3 B KA R i
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NELBE, EEMREEE, REANRENEE, B, 2BEFTES) NP REEFRR K
FRIL T 9 AR A A AR A R B FET BN, T DA AR AT IR E AR

N
o

4) FEHXI

SHEFERGHTMEL, EHUENBORE H—RE BN 2009 ER #2413,
B FAE BB, WEERG RSP EE S T EER SRR, B TTE—F
N AR (WMAEMESHARREE, EFRBESREDHAKEE. FEERS ARE
MEF TS, FZFERFFUS LN ATEEM) B, TEHEAERKFE. PEFEN
CEA 407, AlEREGE R EREE DB RS
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5.8 InE &R
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1) ki

Ao G 2 B AHEOR IR BB — R DU BT IR AL K BB UK 0 W B #3850, AUHr
FAREFHEAN TR E SRR Y, FHEEERA —RIZENBRORUITHAKE, F
AT EEMELANMEENGERRS &, L TEALHENUTEENT (NGS) X EMHKHE,
AW, ZTHARXEAFANEATERABEZITET 6, RERARZHEAN EHEER
MBEAR ARG FS, RETXEREZR NS (CAP) MERR, MEEEKRTEEN
MR AT,

2) ¥HNA

B AR SR B 3 B W RAR . mINGS % R e . A R Rkt A A T
AL R R- T E S G0

# 5.1 InERHIGRIEE RN RS = R E M

Brhyg / #&iml Il R By 6 iU AR 55 7= HEIAR 55
i B R, WYL plus, E L, AL, BAR, AL, AL plus Yes
N2 FAY, #F R, FH K, T L plus Yes
I 5L 5% BT, kR, HH L, WAL plus Yes
= WA, AR, AL plus Yes
ZHWE HE T, R, FAEE plus Yes
iR Ak, B R, WAt % plus Yes
BEE % A L B HT K L B & plus Yes
B R R, B R, BT plus Yes
JB R AR, AL HAL plus Yes
H SR AR, BEL , ML plus Yes
WES 3l 7 M EE AR R HPD-LI+TMB+ Hi )R + o i 5 £ 047 Yes

ERER: mERHY

H A d G R B AR N 4R BE 6T 0 SE B0 E #y LDT A3l AR 4-Fn IVD 7 i AR 45 71 A B
K5 AR, LDT A AR 4508 5 4F /D 28 B 56 Bl 0 & K B+ LA Sk g, B3t | £ 51
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KN EAR, B EREUEREE®RE A PEAC 7 rdVision. repuCaller % 3 & & 4 4 1|
&. repuKnowledge % % ## 3% $( 4 & 2 repulIMS B E 9 ZF A UK Al AT E W& R 4,
# 4 NGS %k?%éﬁfr HRME. KEE AR EETEBIENEIARRSE, AMEEER
BRIl R 2T 7 %o

ZIVD HEE LB R, mEHEMEANBRUFTHARS LS KK SEKEX R, T
{247 B 7 ctDNA Panel JE Mt 7= . #F K& Panel B TMB %, 7% 247, NTRK Bk & #2180 25 4 DL &
He LM o TRHRAGHEHELIHTE, TS WETFEMEH. KB MRD kil ym, #
AT 7 9B Mo s R IE AT A

3) BERL

T LA WK EARN, AEEFERN, BETEASNEKRT. mE2F KRNI ER
FAF ALK 24 (Bp&R) LwwEEemAs. mEss, NEGY, #ihRFREFQC
HE B, EEN 27O S G0 TR R I, Fr T AU &SR T 28 B I A B 47,
RAT BDE AT B 504 R 2500 i 87 B G L3R, SR T AR 8 25 4T RO R

5.18: MINEINRNERREIEDE L

e * BI®

L ies il W diREIgene
ctDNA 54 |VDFI:'|=II!I LDT@'}E‘HE% ® BEE
TMB/NTRK ff]\ﬁ'fg;%wgcne

B e e o Bfr®

T A2 s
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BESBEERE, B
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o EFEYE

Fﬁ ﬁﬂ% AT A

o THEGEAE BAES
MR e
o BAEAFEEA AN EE
o FAEEM %0 8L 5 TR

o EHEENE

ERER: WmERHY

g EARNYEEELE, EAMERNEZAIMMNGE = FTEFRRERE, WA
Mo ST R R A A P e 2 E e S AN GMP A . B S A R R — £ 2% &R R
o, ECNS ETARMANLELT ZREH WA FAXE, FHYWETE 102U L,
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4) FEHXI

S E AR T LR R R Ay S, Dt REREDN AR RS e E LR A
(mNGS) A ME, HEET + AT AL ER L 54 B, Hirzhm@eiim
REB &M%, URHEFE, APP. ATHRFeEAMSMAD, &ty 5 KL KR
e, THESIRE B T U8 K&,

PR Fib A M 3, B AR TR R 4k 52 4R JF 4 50 PEAC. rdVision B W A & A & MRD
M 77 T B PR IR AE s A K R I 6T R R R T A AR R A W RIS S R R LA R
R g (TMB/bTMB) . #EEARAE (MSD . EREZ4GE (HRD) . #HyuEFM. %
@R 7 /TCR M7 / %.9% T 40 MR I 4 M R AR R BOR B =, Tl B4k S 50 % AR
B 2 Ay B P B S R R T

ERERREFENR, #HRERAAGEEFERYRRANR, AREAFRUERA
FRARMEEEERS, 4SERATEMED mNCS B AT K, MREERFERES T
W, HeBUEEEEYRA AT EATERAITE, BAAREE, reAlSuite
AT HMF KT 6. & RSNER KR 485507 @ oy /B R T,
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1) ki

PN F BRI E, R T 1992 4, REATSM, T201546 A 30
HAEFEIEHRR F el AR £, FA R T4 3000 Ao 7 34498 T BT STl T
%t (in vitro diagnosis, IVD) A7k, %\ KB A0 (point-of-care testing, POCT) i
FRRENBGFL, FlE. EHEMS

2) W&

ZRAS0FHAR, TFENCMBTRIZENERTFEMTEE, TFENAAR
RRAEEBAFE, BRRXARRT &, EUFERTFE, TREMEAFE, HLFLARR
Fo. ATOHEART &, REDHEATFE, URNBEARFEMEMEMHFE, FKET
ERAKRBARFERRT CHMERA, KIE. BB H3F. & (GHER) . RE®T
ERRABNET T RL, FREELRK 140 SNERME, TREEATEERER. £&
B, WA, REEE mok KERER, AIRE R ENMARREEF R,

POCT

5.19: BoxArray® 2B ZEZBRONS T RS

ERRR: BZEEY
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% COVID-19 % f ¥, 2T POCT i FAMM R R, 7 F 4 Mok & K& = 3 B Bk
& (2019-nCoV) #ERMRF & (RE4E) T 2020 4 2 A 22 B &N & # NMPA #
EETEFRERERNRANZ—, 2 A TAFEEEANHE, @it U BT b 480
5 FHAERRKEREANRA, THLIRE 22 XRRNTAKEER. R, Z£HECE
SEFAARFOAEE, %R 02T, BMRSROHERN. TN, x4
#it 70 NERF X, 20204 11 A3 H, AFAENFRIRESE (2019-nCoV) HAA
MRl e (BRRgE) H’F NMPAEMIE, KA E AN E#RKE LT EHREAN =62 —,

ERBAN T E, 7 FEMET boxarray® 2 B 3 £ ER BN AT R LR ER AL, 4
M WEEHETE G E T RELRON G B, RE T AEMAT E, ARRAFTH
=B AC I o E o FlE, BERFEA, Eit L MR E AR
WATF & RERNE BRI, A BT E F RN AFE TR ERE RS-

BB, 77 F MR EHE Y “POCT i L de £ 7, A3 B4 27 Rl 7 £,

POCT K B WL WT 5 KA

VB, BTN, FUERES I ERE IR, ERDCGEE TR ER. &M MR E L KiEE
B B 4 B B B 7 LA o R 45 E B ME

5.20: BFEWTEHERR POCT BRIQLIRE
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4) FEHXI

FEFEY LRYE, @HART HTREA LSRR, LETESSREAR, T
AT AR, 7 F AR E S TR N E TR, RE R, AR ERE WA R
HE A AR E AR, FREF R SR, AT POCT 41, ¥#—FBITHA
SIS F A, BHEERNF &, FESAREN. HFLL TREMN BAF FHELN
FPOCT AT EHEMFK, ALREFTHNMRESFETHRELNMEHRT £,
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5.10 E£ A =ETEEEIK ElHealth

als;

1) FEEH

B % # & (ElHealth) F&RETENZ ALTABEZARS, HEELMT. G
B R A0l KRB 58 =AU R BB & Ik AL#F X F &, ElHealth 2B 4 247 -F & & BE AR B 41 %
BEHE, EMERONAE. BN ERER P I EENRRE RS, P LR 454
AT R AL ZAR, HEE PSRN SRR A E AT B

2) ¥HEN4

ElHealth § EJ7 & R PR EF BN, & TV RW-TF &8HM, NEKXERNIRESN
W, HEERNRANEREZITE, SRS, KEEFTEIA MEITHIE, #A
e E, Fa, R ENEA AIEREAR G NH, EXEL (F4%) 95,
4 E £ M B AutoGenome, AutoOmics ## AutoGCN £ — Z F| ey Al B sh #E T B, ik
ATEAFHNA, RFATLRR, WA AL mPITEHEAR, BEETEELT LR, RA
WA,

F bk £ E B LT Z AR

@ HEAHN: BEXENFHEME. TTE. oM fed F AL FFLAESE,
® WyHt R REGYA LGN 6. ATER Al i3k fomiR B,
@ 5 RATR . REWERAFABIETF &, ATBA, KA 8 Al 5 Bk fo b i,

HAZHF: AutoOmics, A P AN S # 41 ¥ B AE fn s 3] B AR, )5 AutoML B 3 %
DNNEE, RFAF AEBREFIESE R, AN E L. BEELIA BEQAREESHE,
AutoOmics B EIAEH N EARL LA, S EH A M EA TR, wEARERALES)XE,
AutoOmics # F FUIR B AL Rk, REME B KL =4 ¥ BAE#ATEHE, % Lunimal A,
Luminal B, HER-2 70 Basal I # 2 7] DLk 2| 90.7% W0~ K o %, Ftinth S 45 54
AN SR FAEEE AT, ¥ UE A B AW A WA T B R

#IRTTHE . 44 = ElHealth FIF & #F o0 B 5| & iR it E &%, %467 TCGA (The Cancer
Genome Atlas, JBHiEZEFE 4 L HEE) #7000 £ mERENER KL, EakEE LN
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EESMMEERRE L, 7
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—RKELRIN (secondary finding) #yiffr, ERZRHEREEEXELELBRERE
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RIEFERENENL) REE “WRFENRALGERENF" . NP kB 7 BEHTE LR E
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EEZE RPN (RELRALREF S, CORD) i AR EEF I K5, A 2021 £%
AR EERMHENE R KR RMEXER, WEEHN FE, EERERE, K4
BT tRIERT 2020 F 11 A 3 HEAT (R4 B RIER LT AN ETRENEIE
W sy (BERM (2020) 6 5) , AHHLETRESMETE, 2L, FIAXRENGHE
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2020 K PD-1 W ERE A KT, e EF COO i b i LA K & XM R b 2 4y
5B BEWATLH N “LRBET, TRSBHTEREF AL RS HBEREL, THEELE
T, WRZ AL CCT (M aEEBY) Gk, WHIERUNKKE ERED, T CCT /&
EABNERTRFETTE, HFREXSERNEELRE.
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ANERWEERSR, FEASEREENT I RE. LT RIHELENHEERA AL
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TOWMARERT T E, MEST WM FAREWRE MURELET. TFREEFTLAE,
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ZHTHEZRIERRGEN LR AN: OFERELIRARAFUR G ERKE 2 0%
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BB 7 ik, BRTRER T R F OB &, B LT R IR B A o £ B E R
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MAFAT L THEH — HESNT TR IRE, SRAM, WFRAFHTHL, EREELEEE
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b B, TBRBBORSCREAEENAME AT, ZEMEZRE T L SEE, FHOHS
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BRF R mEEAERLN, ETEEFREEMANMETEWRINTLAELH, i L
. BEXMEEMERE. RR—FRAE S5 PR F I8 7 0 2 E AN & E W,
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T REEERNT F, MAEE CEO LA MM EHAREBEERHFE
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