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&t 2 28 St i N SRR R - RIFT I 17 AR
WA RRIERE. AW ERSAEE, FEE S
BEH T AR G A d b A B ) R DR B R R
Fode” WA, DA B A R 1) A R
A Jo oA A5 BRVE 8. Nature 4% E1E 2008 5 1)
— e AL O AR A S — AN TR R <AL
E—WZ BN —DEEE . —NMEER. — M1
— KW, FHARNTAE R, T EAR. T
BT~ —IRWFEHTA . — UI#R % 4 % i s it
fr W, HORE BN, BT e (RS AL A
ez Bl b LR AR i R AN R AR OC &,
AR ZE S BIBEARRRAE . 40, 2006 4 J5 3 1) K2
BRAF 9% 1K) “Zoonomia Project” Ht 42 &1 %A 35 A
RAE N B E P LA T JE R AL, AR e E
it PP B BE B BT AR 1 IR e b 2 TR) )it A% AR 5, it
T 2 i el 7L 20 0 SR A B, AR NI BL A N
Science %% # 7E 2023 4= 4 H 28 H &k % T Zoonomia
Project B #lt 11 f A A8 SC L 48, AL45 1 240
it LB A0 P A 5 LR AL 7 R 43 5 i BRI g A
N : “Zoonomia THRITRFH —ASH AR 2k, R
X HCE N YR 2 DR 2EL AT TG I R L A T
FIIF— R KT, AT DA A8 A RE B R 2 A iy 7L
;Y. WAL UL E NI &7 B TRl
b 5 35 DR ZH BT 9 0 21 40 A i B 2 Ak — b R
FE R AT TR AR i B A TR 3 7% 2 )
FFB, HAmERRFRHE “ZHHEA” (Pan-
Genome) MEE 42 H AN o

1 ZEFARETEMSHNEN “REEZE”

1E 2001 AF N RFEH 5 K R AT 2 br, WEFE#H
SRR ZE AN “SHEERNUH T (reference
genome sequence), KN 70% (1 FF 247 51K H [H
—ANEEHR Y. 1ZSHER AT ] LR R
NEAE PR R R R AL 5 E, SR 5 —

2 12

RARF
(1 W ERFE B 5 A P AL sk, B3 200031 2 A E RS

TCRETHEHYGE, 1 200030)

(1) 35 PR 2 225 s 471 S AR AN e A% B i N 28 P 8 p e B¢
M TR A 2R

2005 F, 3 [E BTN GE — B BR B AR LA
SRTHIR SO B T I RN A T,
TERE R R — s A Az 2R 125
WROCE P PS T IR, BN AT
DI B (002 B R AR ) 5 2 BRI R B
[KIZH” (core genome) Al ARl i KK 4H” (dispensable
genome) ZH A, HIE A& TR IZ PP T A B AR Hh AR A
TEMIEEL, 15 e RAE 1 ANE L AN LL Rk
HAEAE IS R 7B,

BT W, 295 BR R 2 R AR “ 0 BRI
7, Tz R AL 6 AR AR B N B AR e 2
FEVER “AE L TERERIZH” —— A4 TR A A Jk
A F I =M. 2009 45, HHEBFFTNRENFKS
FIER A 7l RS T — NP AR — AR
MWL A P51, HRSEE T “ Nz BRI
B4R s B AT, 2R RS A S R A
YIRS S DA 3 T TTIZ IR, AR
2020 FHLKER T 1R R B2 HE R AR
E,
1.1 BEZERANREDRNER B SRS M

9T TR b LT N SRR 2 A, 3% AN
BORFNEZEZ A E KR N g 7« EPr AL
2 R K 4 2 % B %7 (Human Pangenome Reference
Consortium, HPRC), HHFRZ “ Al —/EE A
HRBEPNESEILRNAH, —PpEET KA (graph-
based) 7, M s R 21 sy fr 25 25 14 7 51 L A O 4
BRIERA Z B R P 2023 455 A, HPRC 7£

EEWBE: FEHA¥KES LTI “ 2 4 K5 IK
B N BERS A (BT 5T 7 (XDB38020000); |
B AR Z CRHEAIFAT BRI OB B 7 I H
(22692114600)
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Nature KA T BN NKZEFNASHEEE, OFT
KEIEIN S PN BRPHFNIE PN 2 A B ZA R I
AT NMEI) AR R T 5 ¢ XA N2 IR
ZEZHEEEHAAMEHRANLESEERNARF S
(GRCh38) 41 1 1.19 AZAN Bl =) A1 1 115 A~ S5k
[K 5 52 v Bt (gene duplication) ; £ 57 3 1) fis 3 ] o
A K% 9000 /3 J&E T 451742 7 (structural variant,
SV), Wik B EIE, mAL kg, HE
TR, BT SV AR, I EIKESHER
M5 R Be R N EEE R A D &R SV ;1A
T NRZERNHAZSHEFH, SV RN 2T LI
= 104% . BEAh, NIz BRI 2% 5 i S A
IRERE IR & SV BRI A, T H B REWS 4R mon B
BOHA B L 22 e A R DR AH N AR e B R . AE
Nature [FJFR 1) 75— R LR S0, 38 E LR
R FN R N2 BRI H 2% 7 SR 5
PRI T NEE D v BUE A E I B R AR
5 (single nucleotide variant, SNV), H.1X %85 & BLH
SNV £ A7 TR FAR “ B EHE” (segmental
duplication, SD) [X gy .

SR, £ HPRC 4347 1) 47 A/ [5] EL U (1 22 [A]
HFEAH, RN ERAEA R 44, Hp
3N, IZAERZANRKZ ERNASEHEA G
i NV E N B PNES AL AR YN = 27355
HEf 2 Rt XA s E B R E R R AR
“ o [5] N2 FER 416 B (The Chinese Pangenome
Consortium, CPC) ] T Jz I 5 4h. 2023 4 6 H,
CPC {E Nature KA | v [E NH#EZ £ K240 2% &3,
FEW KB 58 M Z LR AFEA Y, G 7 BO%
H136 AN DER R « CPC R AN I EIG Eb N K S % J
K2 5741 (GRCh38) 340 13T 1. 89 AZAN K xf Al
1367 Mt E (A 2R B G 7 B T B 1 2,
CPC M\ ix g r [5] A\ FHE S R 47 41 b 3 e th T 0
1 590 JiAMR/NAE 57 (small variant) A1 78 072 4~ SV,
Forf 590 FGAMM/ NS R0 34 223 A4S SV fE ARz
(K120 2 2% B P v R g i P

NIRRT, BLSE i G 2 W,
THRNTEER. B2 RARYF, His
2 PEVERITE L AR =R 2 . Tz 2R R
FUR WG SR FE I FUa AL 2 REVERE T S I 2 45 )
TH. Bk, 25K A5 RETR H i R 3
T AN 5T TR AL 2 REERIT ST . AR B Ak B
HEWARGEIR, AN TAAFER gl 600 A i
e ANAHT, LASEEFRF: K 330 E bR A4 T

25z FE K ZH 5 2 (Bovine Pangenome Consortium, BPC),
BT 08 K e N T 7 1 it A R o B A A R
B DRI AT M0 PP R 2 20E T A F8 Hh B Ry S BE I 3
fEA-SE R Z R R A S i Y REL
TELN s RS T, REFFREAA A
AT XS 1 078 i 2 dn AP B RN AH I 7, 3745 T H
ATl b RO o 5 8 1) 5% 2 vz 6 DR 4 T i
H5E 4300 R A AL H R 2 A1 (single-nucleotide
polymorphism, SNP).930 42 J3 M A / 2% (insertion
and deletion, InDel). 340 42 /3 METUAR SV F1 7 308
ANFFER Y,

2 B R 2H W 90 AE AR AE ) DA R R ) ek A AR 3
o EAEAR TR S, 2 MEY)Z B DK 2t 55 R
THIREE, R AR AR B E I A R
Fyz B4 (super-pangenome). 2022 47 A,
] AV A 27 e T 78 2 A Sk AT 78 1 BA AT T s
Rz FERAREEE, B 7 RSz Om R JE
WARKERE . Lm B AR A S AR s B ik
16 73/~ SV, A4 8 A, Ml K232 3k (i
FABN K AT 7B T LR FRE ST gz A
RIAH B, S FOKEERI A 3 1, HAh 4 37%
(PP 51 A2 oK S R s A 1 ™ 2023 £ 6 H,
BT A P\ AT 7 AFEE A BT RO AR 1
BT AE N B R 5 R (Setaria) 2 FE R4,
7T HZANFERFRAK, IEH 6000 J34 SNP,
670 i~ InDel A1 20 43 /i N ETLAY SV,
1.2 FIAZERBEIREDENERNGEES

R DR 20 45 1 1R 382 A% 22 R R i R 3 AN [R) A B B
NFHE DL AN 2 (A1 A5 3G T A (1 A2 BRI 2 22
FIFHZ B AHH AR B 84 Z RS, BT
A A T Re 22 R B R Bk SE R, 3T B A Hb
HEB R N FEAL 2B R B 7T . i, B 7T
HEMNRZEFNHASFEEZE PRI T 1115 MEH
Jo3 9w i 5 R ) #5 DL £ A8 5% (copy number variant,
CNV): 5 NEZHIERHF 4] “GRCh38” ML,
XL CNV 1T 0.6~4.4 Mb [I2ER 751 ; Hixik
CNV 2 A 5 N & fif ¢ B2 M o5, A0 45 e B iy
(amylase; 4~10 /M D1 ) Fl B- B #1251 (B-defensin;
3~7 AN IO, X kdn, P EANBZ RS %
R, T E AR R SV HiT 50% [ E & 5>
i 7E 6 426 A E 1 )5 2 ) 225 DR X 1) 3 AT Ui %
100 kb, F:rf 4 344 DMIERPA L 1 kb 1) SV
FIRBOR, fEIX SeFE R v B 8 LI Th e ' S 5 Sz T
REARE P,
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ANFET LS HIERA)TH], Nz HERHA
RETEBARNZHEERE, HRHFIREE
SD &5 5 45 16 11 2 DR 2H X980 () /N A . B
T Nz B AR, ER AL SD XA K
W7 HA T SNV, @it 7 IGC (interlocus gene
conversion) [ 4= % [K 20 & 1%, A5 498 4~ 2 K A
454 MR FRGT, L2 K2 800 AR J5 4 Y AR
PRI A0 2 5 IR Se R R v AT 38 AN g B A R A TA
s O IRBELR 7, B A R AE AL B ORI,
FLTRAGAE A 2 50F AR A 0 A A7 B30 B 7= AR T 5
Wi s JLrp, 2Bz (R PR ikt i R 1 VIlE Rk MA C4B
5ty ok

V2 FE R ZH AT 5 SRS 30 B8 B B b (IR ik 15 A% A2
R BYAR S B AH SRR 98 . H AT IX 7 15 FH B 7T
TRBEAE LT SNP 14 BE K 41 GBI 7T (genome-wide
association study, GWAS), R4/~ & 3L K 4H 7 71 5
S IR HBATEEXS, R 55K 45 2] SNP 5% 7Y
AT RBE A Hre (HAZ, WIR GWAS 404 i & 2 1)
RV A AE S5 FE D 41 E 46 2R B T B 2k DT B
2z H I GWAS & A7 [X 8] 55 S Fs Ty e 45 PR 2 1] fh
ERREBRMAR RGN B2 v, Lok
BRI 40 7 AT AR AE 38 A% A% S AT 3R Y AR e () Ok S/ L 07
T AAFE 55 B S 0 72 1, PR 384 FEE i 2R (missing
heritability)"”. 415K F A K& SV (12 R 4
22 R 2 34T GWAS 2041, o] DUAR 47 th i
PUIX S PR B — 222 ik R 24 17 - B30 0 38 A B2 2K i)
. FEA R 8 v B R A B TR e, AR A
fa ik, FEXFELLPRRI A eh, B2 T SV I GWAS
REEE T AT SNP () GWAS 23R, HH ik
{55 R gl SV-GWAS il 2 ; tbabh, EHAF
WM Son, 20 36.9% 1) SV 55 K1 4% SNP (£50 kb)
A, RUE SV IR 1415 B A SNP
PRicFT IR MY BB SRR A R 4L T A
AL S5 18 —— H E % A ) SNP A1 InDel 4%
LA R, SV RefRRE R Z IRAAL T, T HA 37%
) SV AfEwE O 1 H) SNP 58 InDel Fric i 2 4¢ 1

HH b ] 0L, I B R A A R i RIS R — 2
FIR A PriA Mg LA, JGHZ SV, #Emae
% R 5 X S AL AR AR R ) R I AR 57, AT A
Bh LR e L A Dy Re A 24 . Blan, 7EF Mz
FRAR B, EETE X 321 NEFAFEAE T
1) SV MR EAT T GWAS 438, #2117 Ff
TERAE KA 249 P R SR I B M OE T,
K SV 5B AR Z IR A A B A

BERFRE ", WA, MREELERBERZ
FERAR TR, KI—A SV HHK w5 i
AL ;% SV &N 2 kb HIE BTN, A
ANDL BT HFRIE R LW o N, AT RERE IR
TZIM S HERR T4 S, SEBRERE
J 4 R )RR S B, NI T AR T R
S EL T A

2 ZEFBARNAEYSE MR “HEBE”

IR IR — MR, ANOLRERS S Bk
I N B A 2 R, T HLRERS RALEEAN T
SEVERFAE. XA <P IIE” U5 A A G R R L P
ANFEAFPE « ATAR R 2 5 2 DS AT AR R A7 AE (1%
e PN A T i (= DA o 7 L T B g e
RARAEAE R DR, 15 3 B CE R 3 I AT A B
AMEEAELE R R . BRI, W A0 MGz ZE R A
H AR F Wt Feas & 2 AE 0k, i H At mT Bl
iz B AR VR B IR RFIE . 1240 HPRC Jip
SRR« A () TR L H KR,
FETZ ik R 2525 P ARl 3 N SRBE A 2 2 ) ) 3t
AR E AN 22 e ” B SRR A, 7E AR ot
FOAR, 7z UM IEAE M b A PR 2 2 T 4
RN — PRI IR 5 A 0 A F 25 B B R A )
W o
2.1 EEZERFERT BRI

NRAL A TR, AFRKREKR /AR A
ANTFRIERAL AL, 3878 X LE AL RHE R A B T 0 A
[ N b BN (1 25 BRI BB 7E o Wi AR JE [RI 20
SRR TU A K SR HOHE R I s K R B BRSRA
e AERRSE N A8 1% 2 2 LB 5 R B
R AT NIz S AL B o, N IR 2 (R 41
HRAREBRATE . HEANFZERNASH
B 1 AT oAb B TR E A RERT I E
X 3K P2 A D A P ) BRI, AR ]

R g PR —— X e LR B 3 e — Lo B
MIReIEEs b, anfis i ML A a5 k. i,
PR R A DR 1) DX 3 P A AE A o OB R e
SV, HFE— Bt 20 kb HE K 7 511 — Bt 10 kb [ E
HREH P, B, X RIUE AW  E RS I
SERF A FEUR VLR AL 2 H L R, b, @il
12 B TR 2H P R A B ) — s e [N TERR A SV,
0 ARAE R B b R IR 00 AH A e v
TR A FE JRAVAE S5 R BRI M, HAH R
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A S 7 — LBV i X AR P

BTz FE DR 2H SR X PR RRAE AT 5 R A48 8
TR Hlhn, 78R Az B A KIS A 7T
b, JRERTT L E B K o A B A 468 NIlIAL
FHOGHE RN 198 ANl RAHSGHEEA, I A 3 [ sk
TRt H A Siz F A 2 18] R SN 3 3% ek RAE A7
Mo TR B 73X P RN 5K A S B[R] e % 7™ A 9 e A8
PR AL e R M SR = E AN RIL A A R K
By MR, 20 S S RO B AR R R
2018 4F, FRSEHEFLE X 12 4>% H 19256 % /N Wk
AEFAN 4 B ARG AE RFEAT 1 A FE R SR
¥ (de novo assembly) F173#7, RIL/NR S RN A
A 2 567 MIXEERIL I BRI T A 2, S
BRIE R ZH 1 0.5%~2.5% 01X 88 22 B M XA A3 A i
REFEW, BARAE “ M RPAAR Z X (regions
of strain haplotype diversity), =% & i G5 - B
FREE AT A 1 S5 5 S AR MR 22 7 (R A 6
SED. N, B AR ORIFE AC AR WSB/EL 2k A 417
IRG. Nlrpl. Raetl %% /> [X 5457 8 S5 A £ ],
HHAh 15 AN R WU, R E
AT F A /N B R A ) 1 AR Sm T — 2
B LB R AT Fe i AN [E] i R 2 TR AR AR5y
& Hoin 2R (I8 AL FFAE o

X 1E J PN R AT 2 DR 21 P e e 9 R iz R TR
M TN, & 0] LA R — A& WA R4 Fh 2 18]
VRFIEFIE AL G B e AN, FE7% 8 8 2z 5 DR 4 A
FoH, BT SR 1 RPN R R R A P R B R Y A
AN 5 b 22 T F 582 M) 7 R AR 2R R) 8 AT AT gk 47 ik ST
B BPAERRR AR — AN 2 AN R R R R
FIRC) RPAD 7 550 ¢ fE AR IE ARG AL f b,
TGRSR, AR R R S I R R R A
RPAD i s 3 73 3 A2 T R v Bk 2k, AT & H
A T RPAD 7 P o A Rl R  a R K, 3 3R
SR 55 R ) R A K T T I AR R P R AR D B
£ &R B I FERAK T, R T
58 944 AL, IFEET R4S AR AL e — A7
7E - § R AZ 5+ 7 (presence-absence variants, PAVs) %
EH T “RDFERA” f “HERFTIERA”, H
44.34% MR R JE b AL DR o JE a4y # ROKBFAE
TSGR “ K4 (teosintes) M FLAR LK1 691 4~
FERAY, FHK T 3 A FKIHE (sub-populations) FT 8
NEE N2 IS PN A LR N So Ry
AIRERIN AT “27 BB ERM “Hr” B
A,

22 XA ZHE” IRRBERIWELEMELR
pIE

I B8 A I i T3 B DRI 20 1 SR SRR AR AT T 1
TAERAE MR . IR fe 32 LR RS, FESEDA
HZ T 12 A7 A5 5 IR B3 A R 18] 53 )5 M (inter-
tumour heterogeneity). AU, 32 [E E 7 T AR FC T
(NIH) £ 2006 4 4= 3k 7 3 7 — A~ [H br & 1F 3
H —— “WiEREAIZHIE%E " (The Cancer Genome Atlas,
TCGA), Xf 33 FftfpJed S L1 b 75 44 R 1) b R A
AHEAT FE R A0 A A s £E 2015 A% 00 H S5 RN,
WFFE & CRBL T I 1000 J3 4N il fg AH ¢ g 58 4 19,
TN, 7E TCGA Lt fEdh & AT H —
A %z 9 B 1T R ” (PanCancer Atlas project),
IRV 1 B e o e PN R R I L R AR, B
Py 7~ 458 ) e 0 R R AN FE AR AR, OF 4o 2018 4
Cell & EAETIR—F5 “PanCancer” #F781HRI#8
SRR WAL B - B RERR AL T — ANy
AT RN R BT (1) 21 AR i e 2 ] . AE
WAB ERL DA B AT /8 N2 B 7,

TCGA WF 53 J 1) 33 Fh g 258 2 %) 7 2
TR B R AN A A B AL G MR o K07,
“PanCancer” #F 751t MIE N S FERFHA. FHR
SH RN LAt A 2= A, HEIX 33 A IR R Kl o
28 Fh ¥ & 7 T B (integrated clusters, iClusters)™,
XA BUOOTVEAE R e 7 M 24y, m
BA B T8 7 A [5) Jigg 28 B A8 43 1 )= T 1 4L [R] 4y
. B4, BFFEFKA “PanCancer” Hl& %) TCGA
o1 T 2 R A IR i DR 40 B304 4R AT B0 1t A2 TE 40
A% (pathogenic germline variants) 73871, KIL T A
[ i R A 2 T ) SR R R A s HAAAERMER 2 5 Fh
JEFE (RET. AR, PTPN11. MET I CBL) i 5
(1) 33 F EUR BEAT RE BOR B9 R A, Ho 21 A~ RET
FER RASAFAE T 11 PR R 2 | B,

“PanCancer” B 5 LB 38 v] LLFH X0 s & A4
K& E S SEAT R M LR L. B0, o
FLEFH TCGA Tl K15 1 Ik D] 20 R % 53 2 25040
X 33 PR R AT 9 TAMEACKE R 4H F (3 58 1
(enhancer) #EAT 73 M7, I T X L R BE A ) — A
FLVERFAE « R DR 2 BE A K S () 1 513 1t 5 R
f5 4K (aneuploidy) 1EFH <, 115 3 DA 98 A% ) F2 B DU
BRI P MR R, ASESEAL )
SR LEREAT 0 v 4 A I B AN A R AE, AEX AT T2
B HAILFEREHATEE . 2019 4F, fr =205 R
F “ZRIR 7 RIS LR T 20 2 Ph SR 2 520
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X T PR TR R IR AR AR T A B R P 1), R
XL R R L h “ R 347 (whole
genome duplication, WGD) F2 F5 #f 2 LU #H B2 1) Jif &
PR IR 2, BT WGD “FEMEIEE] T 55.9%,
DRI, R 2H 9 A R FE 1 1 WGD 2 1% 284N ] 25 1Y
P13 T e BB 2 3 RO AE

iy 28 2 AN R A B B A AR TR S o, i EL
TEAMA R — IR 2L 2R N 38 )2 A7 36 40 B 1) S o
(intra-tumour heterogeneity, ITH). & 2R, il i1
i 96 40 L ) TTH R AR AR S 1t 9 2 TR ) — A
EORPk AR 14k R F i R 1) B 40 il RNA I 5 4
AR (scRNA-seq) B 7040 18] S 5T AL 13 0 il
a8 7o d i DA O HI B AT A 38 0 0t KRR ) B 4 i
RNA W FF #8478, TR T — A S Al A 1
FRVZ o8 BT RNA Hdl e, PR 24 iR
KA 1163 MRFEAR I H 3 ITH X ™. #F 5t
it — DR F X L TTH 508 25 R IAS [F) s oh B
L) ITH o RISFET —— R SUEE E A “ Tt
FEF” (meta-program, MP), %3¢ H 41 Ff A5 ¢
DIRER) MP 2R AL ; R IXFh MP T RT3 6
P WA AR LR B 2R A, @ I X L8 MP 21l tH i
TR S5 v 200 5 40 ) F R ELAE s

ZAf “PanCancer” W 78 Mg AN T 70 7 2
T R 240 )22 T PR S Rg AR 0 2t g, i ELA T e
Il RS B 50 B SR T84 TCGA TR K 3
1 33 PRI IRE ) 11 160 44 58 35 R A 1) i PR 2 His
HATES, TBHCT —A “TCGA & % K F 4 77
(TCGA pan-cancer clinical data resource, TCGA-CDR),
BFE T 4 FhFEWIGIR G R 2 m AR A A7
(overall survival, OS). TC ] (disease-free interval,
DFI). Jofi it i3 (progression-free interval, PFI).
P99 R 8 A2 A7 1 (disease-specific survival, DSS) ; %t
T TCGA-CDR, #ff U3 93k £4 i Jeg 8 78 v 1) 6 —
FidfedE 7 n] DA B IR R 45 R & e Y BT A,
“PanCancer” [JIE /22 512 2 A0 78 2 — 30,
RV LE A 7 A2 W) A Bl A R B % Bl 22 S 1 I [R) B A rp
PN ARAME, SCELCAME” 5 T 28—,

(& £ X #
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