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205 HTRRAE CHRY  (Nature) 1 (F
) (Science) #& EMNKERAYIF,
RFTER “AEYFEHA” T 7RI, AAE
ALY T —TERAE, FEECENH
AHRE B AT A 1R B R R 4H 7 51 K 210t
T & M T b 5 44 R ) 38 A SRR Y A4 T A
A, JFHHIATEREZHATR. (H
IR) REWA IR T BT 7 NS EE R A 07
USRI Rt , DA R SRIE 75 B4k SRR N FZ 48 1
it . (ARESANREFHANHAESRAR
ST )RR A S, TR AN
) )

HEEAM AT 20, BREAESR
Mo —— R AEBEFA L A1 R = DL RN R S
5ERAPRE RGBSR Boh, RTIT
JCAR L DR 2H B 40 AE VR S B AR A I . T
H, BN G487 7R AT 18 J6 2 3K B e
R B JE AL iy SR I i) A, BHE SN R e
RS 2 A SN 28 5 R A v Rl R A o ——
B0 b PR AR FE G2 W AR T —— B R
FRE R IK G i) R

HERHATFHEELE (BRY E—&2KE,
ML BRI —— S b, I
H1| 40 e 12 B B OE SR A 2 w7 A H AT ek 2
KM ERMT . RS (B KD
(Bermuda Principles) (19964F2H, A&
BRI GSEH REAEA TR, FEKET
— T AUAR P 5 R ZH 0 0 AE SRS 124 /)
WA B AL BHR D 1, X2 — T i [ BRI
PR AR E R IL W, B NSRRI A
TR AT RE

CHARY 428 FAE19965E B 8N T2 K 4
SR T EHE E ISR U . JE I R AN R 2
RIS —RIeSs, &S DB T3t

2. ARFEMITEA1E. H (BR) &N,
REEEM B B RS Gk, o5
PR T i 75 AR X U b S 2, ilan
HHKERE AT . FLL, f£20014,
(RF2E) ZERIRIENRE HR T 5 R 22N
kR i) Celera’zs m (R R HE I . 1% 7018
SCAZRIRT BAG B U5 0], EN 58 B 1) U 1) A
—LE R

209 5, 2R A A Jk R LA A = A
YURB BN FED: NS5 E IR BB,
TERCAERT . T A TF 2 ) 05088 e R A2 s BT
W FE AN EEST OR A8 () B IR BB R . 58 & T s
P e IR BT I — AR AR S

b EFHFHIEREEY, MFEER
RUBHE—— IS . 7 B se R m T oL S
FE R H AR B R AR AR IE—— M4 & .
SR AR IX L HE 3G I T 2 5 IR AL R
Ko RIULH AT ARERHBEARF AT THEL
WERRRE], a2 58 M EdE. 1t
Gh, MHRBI AR FEERZEE, URS5%
SRR, HHRS5E R Se 2R .

P N YA B R 4 A B A %
R AE AT B0 1 [ BRgicds 2, DA(E 4k 2R 1R
P55 MR . EHFEANREERE, ]
To ik R A AE S, PR e R REORA AN R 7 T
M, B R B A BB R T W
AR F I PR ) 2 R A i A O B0 R PT e R
WREIS o [FI, B ST IR AR AR R 2
R A 2% H B —— 3 2 RVR AN 2 A7 i R
B TG A 2 1

FL, RN RS SRR — KRR
SEZERE B, SR RN A AE 8 AL s 2 )
AT 2 R IRAR AE T 1]
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ENEER A& (Human Genome
Project) AAiE— M FHIEREMJLER, #F
FANGNIRE], FEFHEEF S 2 AR T4
TEAE = SON B 2R (9 BRI ) 75 (I DNA

B AE (1) 4 BREHRE R0 A7-6 2 75 L e % IE 1
RENLEREFRZ SR (B2 T4
RIX— i — B RE ST, X R A RS A A
AR AR B X ABFRUER], JEH 2R R
MAF L ER. TRABMME, REXEA
B2 NN, S5 At AiEmT
Ho, ERARIERMATE, KA sxt
S5 RMFEESE. fl, SRR 5HE—
REE NBEA OCHT, HinTRe S 805 A LRI B .

S E S PR R E S R T WN AR AP
1EAE SR [ By 5% By 2 5 22 b 2% 18 TS A Dy R D 21
ZOEEIEN S 5 F M FHERANEE ., XEHEE
&EERE T H B A R, A 2
WERNTZFRE. WIS HKE AR
#E X ZH R [ BA 3 (R 3EAT X TR 72, Fr
NEFH RSP =G PFER O, ETRdR

AP 7

XN EAEEREXAFELSHE,
LN A 2 —— B R B S BB
W RN RS 5 E —— B E AT
BHEEILE . SRFEN, TRANRLAESS
HREVERENIKERR ——BRAE LR H S
5o BRI AR BT Bl R AR R i
TR AL AN 9 5 R 2 2 F 7 (e B0 53, IRt
FEH AR S

WU 53 75 B A T 6 35 Bl Ak 26 PR A
M. AEAE PR ANARAG E 5 T, JF H L AR%
T . sehh, BB i A
WIRLAT, AR A BREE A2 HE 7 T AL A
o B 3 2 PR A R SR A LA

G RAT W 18] e R SRR, R
H AR 3L = m ] DO R E A R B KR 28, il
Rl A N o BULE R I DL H 52K
JE, SO SRR SE R T, HATIR IR AR R
RPN P,
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WIRLFR20E/ AR ERA TR BTIE LR, RERFRN

FAESHRBESHEBRRLE.

David Haussleri®icdf3, 20004:7H, 1t
BB — 58 A R U i N R BE DR 20 2 AR At
B0 B o e B, AR AN H ARV R T HRE
fil A 24 B ) — Z A A Jim Kentfil & 1 55—
METMEM TR, HTHRRABERAR
30MANTREE XS . fENREFA TR (Human
Genome Project, HGP) 45104 )5, HGPH)
B A Hausslers A 7E 58 B il A5 B Ptk ok
FITLR, ABATER b A TR FAREE. L
MHE, ZBIBAE CBR)  (Nature) k& L
R T EEA G, I BB O A&
H5REBET

0 MK 22 26 v & 2% AR N AH B T R
(University of California Santa Cruz
Genomics Institute) (£} 3 {THaussler[A]
12, B RFAERR, BIRMAENE, RITK
HoZgait. Bk, HR BN ANHT
DL P 28 SRR R — DA e ik . — AN
A—ANAME3E . Hausslerdg i, X2 —AN 5k
PEII 2. FEHGP 201229040 R W E 5h 2
B, AW S0 50 IR 6 T SR S =
M. EE MR LE, R AANRSR
A fe I () Hh R A7 B O

X — R R AR ANIE F T b K B [ s )
TAE. W —E KR 2T A EEH IR
PR, XAAEZIE B, Bk, 19964,
NREER AR TEN R — i, 1R
TR BEFRIEN, &7 [F R A A LR
Hidt 2 NSRRI P 1), BRARIE L T 7E24/ Nt

W——H iR, EHGIS.

WA204E 3 25T, 1551 T 0 HEAN JE R 4 0
¥4 AR DA B e i ok 5 A 1 3 s AT I DA
T Al R A S (0 B TR ) Y R A ik,
BRI 4 B0 P RS AN [T e 3 . X B2 B4 3
PATF I AR il T BER S H,  BATTR AR
LERE M B B R . N R R AH T R
) JER ) SR A A RN B2 BOMLA R A, X R
AR AT N B R 1% B 17 0] Ay © 3% 114 2k DR 2B 9
B RIERE, JERIH AT R IR LS 77,

HIERABEIBAIGF]

HE R e O K S EEUT . B
W ST HLAL FOFA N B 580 T & 7 B 2 E i
Bl e, DAL EE S gk B L OB BaE 4R .
Haussler®&ix, SM&FERIATEMEE, A&5M&
FERIUG RN, B AR BE s =, B80T
—Fh CENET (ERIERRERELE S A
B MR .

S — BRI TN 53 AN SR Gy = e R A B8
B5 H AR LG, ZUS0E & PN 2 5
HEREANH . I, BERIEILERAF
fifs P 2885 25 B e b8 AR SRR 19N R R
. WHFLN YRR T MAT17E 9% 5 H BB AR I8 R
AL TE, SRR T RN EGE
15 FH B SO o AT G 86 R 0% B ATLAA) At X DA G B
BHEEFATRTIESF T .

2R 2R B R E, ERENEE
R BRAN 1 5 DR AL AIF 7 6 J SEE EE

Il P 5 X 4 2% X Heidi Rehm#&~, %40
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BOZINRE, ERMASHESFEERES  Institute) . ZWA A4 REiLER L&A
PR RO A AE AR G I B R . (B H AT A——&5 . IRREARF RN ——# L=
BRI A R AR ZM . RehmptBR - 2
T-Hospital) &AL 2 4E 6 2 ir (Broad

r E NN § =N I =N 7 SN 7 N ] SN O SN f S O =S O S O AR ] = O e O N O . . 6

20004F, AR K e EH 40 8: (University of California, Santa Cruz) (5%
A Jim Kent?fEBIIREE, FF40 2 7 KA HAER AN R LRI R .
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N 83 R 2 A AT 9 b B AS J TR R AR
FHIR BRI —— W AR ER-B AR PRI T3 2k 2 2K 1)
T B IR PRI 5. (B, BEHE R
DL 52 50 R I AR AR R, 04 O I 907
FEREA R E FEW TR R, BT E A A
DA 20w i o 22 Fpast A B R 3R . O T i 3 X
— 5, BN RAE20004E AR A A FF 4f 13—
b B Bk Oy 4 25 PR 2H G BC T 9T (genome-wide
association studies, HFGWAS) 175,
X RT3 B B A SRR SE 0 B )
N 22 (R R AT LR

FHEER, X FPTER Z Rl ——H2005
FUK, Ca#T rEd10700GWASIK
9. BrmBkE KA 5 (Genome Institute
of Singapore) W5 R 18 4% Al (1) /N 4 it
7 AChia Chuen Khorfth, X4 7
FIEE . Khor2sfilid, — I 15 NS 514k
Fo, FEEA NI100 754 E bR i 247 0F 5T,
BB — N E 100124 2% H TR A% .

K 2 H AN 2 T (%) 5k D) 240 55040 30 A A7 i
T G BEARES . BRI AT
LR AN NAT S5 A 5% 114 22 PR 2H 00808 oK 1 R
(R AT A ) j—— “ RBUER 7 AR ERST
T BRI R A g 7 R . AR 4
B, MEAR BdF, AN ARETDAgE Bl
llo BRI, 425 1) B4 e < o A R A
KMk, FwREERAATZSE5ERERNE
[

% E E 2 BAE B (US National
Institutes of Health, NIH) %R H ¥ Bh 5%
&K GWAS 4 N H B 7 FR e —— 5
R R ¥4 % (Database for Genotypes

and Phenotypes,dbGaP) . ERMHTFFR A 7
AT DK 4 A2 AN AL 22 E Hinxton ) BRI A=
Y {5 B WER AT (European Bioinformatics
Institute, EMBL-EBI) [ BR i 5 K 41 - 3% L 4
ZJF (European Genome-phenome Archive,
EGA) . [FIFE, A o< 2y B PA 40 2908 A AL
K, AN AR e I £ JE 4E 2R T E R 2 A
23andMe, DL K AR B HEE RPN S kE 22 5
0% (Genomics England) , #&E#HH
O S5 A7 U

{EL K H5 A 3 S 77 i o o ol R 7
RKHT ). Rk, KhorZas, #uds 2 B i HdE
HHE R CRANMMER ", BB RN
TG RO, AR R AR TR S SR B .

B AR S N, PR T ek
fif. Rasika Mathias & T B 2 JH [ /R (1) BE £
E LWk (Johns Hopkins University)
HBAE AT 2K, HAR R BT 78 3R 9 I 4t 1
NG LR, hda i, RO N —ANEXR
1) R . b 35 ] [ 57 P AR 7 e 1 %0 M f
W 7T AT (National Heart, Lung, and Blood
Institute) iz47 (1K HE R 22 T H TOPMedf) —
. TOPMed ik H 80 Ti#f 7t (i 15.5 75
GRS E5EHN, FESADTRETILEL
W5, AEdbGaPAl—L K24 f [k .

Mathiasih X & — AN 4E LI B . (X
T—NRANNRUE, BN FTA W] H 5 5
SRUT AR AR BRIGURT » BIE U7 1) 75 B — R A
Tt B RIAIE B A4 AR o 33X 2 AN o0 22 1) TR 4 o

W2 NEIFRBEIME. Fln, ALTE
L EE 2B (Icahn School of Medicine)
(R AL AT 2 K Ruth Loos A~ 2 K #dbGaP
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HE, T BRI L R B DTk, ) At
MRBEEEE. JLFEN, WhilEJindbGaP
AL, /X T 2B T, HEPIEL
T EREFdbGaPHRMM. XX TN 7
HAKRGE

I B 22 g D1 ZE Hrak 1 35 [ [ 7 AR AR AT
Bt £ RS BP0 (National Center for
Biotechnology Information) i 3idbGaPH]
Stephen Sherryzkik, #&52F1 KB 1)1 72
& “AFEERMEER” s mHE, SR, 7K
PR FEELHE, AR prme “1ks
ZIANS 5RINPOERE” DUINE = &

{H42, Sherryifili, NIHIELE B & fHiX 4
REPAAL, DU T RS AR 5 . NIH AR
TR EUCE ) Bl 3 F Carrie Wolinetz#7~, H
BT IE % B 1 € T 58 & = FH 2 idbGaP 2.0, i&
RSN EBEREWE. Z7ERAEA T
G, AL EHT?

WEMANRRR, REMEILEILR AL
5 I 52 42 Vg 1) 22 77 R A M el /L, {HdbGaP#l

BiEHZERE

ANEIERA TR G205 )5, ERA R
A 116 35 30 TR 5 2 R S F 7 T A o 20 3 EE At AT
NS HE R H B, B DAY S8 1 4% =X i
RS EE . Rk, 2 W) gk gl <y
BRI, B SR AE R R S R I DR 4 O apE
Do ZBUAE LA ) B FE 3L . (HIX LR BRI
PATFTREIHA “FEL7 .

B CHR)Y FEBEFMIERAEN
2 w4 Michelle Trenkmann% s, {E&1E
AARESE, HHRHELS5E MR FH

HEEAPARIT (UK BioBank) S5 54 2 475 &
T o X L HHE B OR A7 50 /3 N R D] 2H 4
#ii . Mathiastk /) fR#" TOPMed1Z 5%, JF
WU [ R AL R R A MER . BITFZ
N—FF, A S B A7 0 P e 1R 41 58 4 i BE R
REOT. ER, MWARERHE. T —L%
NIRRT HETT AR, RERMERS .
R 58 7R AR R PR 7K e A S FLE 7R B8 27T 5
fr (Walter and Eliza Hall Institute of Medical
Research) £7&E 4iiligtff %505 % [f)Melanie
Bahloihy, 72484 2 MK & Y 1 FRATTH
AEJITE I o b A S G 2 8 P R E i H A
kA FHdbGaP, FH O& N2 HiX i
Vo BE, WAL TN HRF R —H AR
LT FEALAL BB [T AT s, BA—G
J3k .

Khorig i, %A 44tk MdbGaPFEGA
R B SE N T, B AHEE A — A
=N LN R E A€ SRR
Z.

B, BUE R w A EE BT A BOA A SCRIUE -
HEAREER R, BEER A EHRIERILE,
HABABIAE > = H O EHE . AP
HLF, Trenkmann[ml N5 H, Qi R Bk bk ok
SER, A Db AR I S LR B B AR AT R
BB IEE. ( CHRY ZEMHE
PATE g8 A S7F AT B . D
(FEEHABFFY (Genome Research)
ZEH A “AfAN (no exceptions) 7 [
BUE . %4 E AT E4aHillary Sussmanfi
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B, gmiEATREA R R E o AR S AR St
ZHIEH AT, HRABRTR, EETLIE
SRAE 2 BT WA AT LA B 2 R 2 HE it
e, FRZS5H I EEHRFEAMAN R,
B 78 MM B A W 3% = O S R s AT
Mro (GEFEARRY FESIELILRT LS
B A AT A e L AR 1R . AR IXRI B B3
BRI P B FE R B

B, BfE/E AR =H4E, wmEm
e TG VR E O L = R AT
AT AT i A B 8] B U Il 42 i U 1) B30 3 ok
R BB R A% S E e .

Trenkmannk s, & N AZERBEF
N T H — A — A B i a4t =
Il XFREE B T A AT BE, kAR
FEN UK 5> EA N — P AT .

— T T20234F 1 5 St N ITHYE B A 1)
B ZBORMAME T X — 5. BERAA

FHERT R

A7 — ST AT LUBE fi] S Gy AR, A
W R PR AL o) /. V2 JE DR 20 (1 R 2 A O
HIRE, GWASHHREIEEGIL, FRAGWAS
MRS, ATRAT %)z it =,
XLk 25 HE 5 2k R A RO DA BOIR
DUMSR A BAL AR R L 245 2 . EATTXTAT
TN TR ER S G, Bk 72550k
Mo

VF 2 I T PR L Rl B ] R b g
XL, EMBL-EBIFINHGRIZ [f] 1) — T JER
WE1E, FNGWASH S, IEERE 1M
TS BRI R T 5570

NITH 3R 3 H i5 A EARAT B3R R IR E R A
— AN EIEE P A= (Data Management
and Sharing, DMS) 1%, J:RVFHFFA &I
W AT PR B 4 T 23 PC 45 X THAE 55

X Rz DR 48— 1) B8 L = 50 B A B
AJEI,  BA R 2~ J N —— 1% 5 R s
DR I AT ERECE) . AT E AR AR
. B ANREER AR5 F 0 (National
Human Genome Research Institute) #t[A|
ZH R34 F A Carolyn Hutterfntb iF 4. ix 3t
AERE, HICROEIEMESRAERE, R
JEmEANKIE

Hutterth 7848 i, & AT B 5 2 BF
1, RO EE S = A R 7R T E 1 &5 — 56
gr. ST AR — R, PRE BN i REXY
HH LA A 3 R A e A AT B9 L
AT R A

M20204E 7545, GWAS H 3 NHF 7T A G iR
BT — P 2 1 Gt o DL R R R A TS
& e BIEr . BN IR — AN AR
B ESRID, T A T3 B AR A 22 1) F- 4 o

BEFZH RN RERR, LG EIEA L
PAHES) BRI AH B 1K E . Chris Amosih oy,
X & GWASH —AN FEZ b . Amos & 48 7
$or AR B it D1 % %~ 6 (Baylor College of
Medicine) #ff 7t i (184 AT Wi 22 K - W 5L
N 375 A J2 THT 1) 25 O] 4 503 AN AH 5 1 3 2
AR B8 K T 1 8 7~ 38 A% 78 e E B v R AT
RIEVERI . A AT 75 2 58 B 1) B SRk As 56 43
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PrE T SEE . Amos Ay, T RARE A JR 1G5
i, R EHEE R E . XEA LG
IR0 3

i H1%23andMe#1Genomics Englandix
FERRBUBFH M BERT A &, Ao
BEARATTR i g . TR R O S 55
MR RSRL, JFA B R EBEE AR S2hR
F, ABATIEAT | RV M EGEE, A
SE SR I R SR U7 i A0 B E 4 M AT TR Bt o B
T WIR TR PG KA HlE, TR X e
PRFZ LT, Wa—N etk R ERKIX L
ANEII NI FIEE . Bahlofg i, XFpEk
oo i 6 H At A5 B 73y B [ R DR 4H 2 105 A Jk K]
AR R AEYE B 50k, W REA LA
REREZ .

Hutterzk i\, AN H A FTA B R R 45
A5 1 T T SR ) JBR ST e T B M E i itk db GaP
B 7EGWAS H 3 rp 3L = 4 Z 48 11 5 B R
H. dbGaP) € iz FF A & Kk i A4k B4 — A
BRECHE . AN, AE A 4 DR 2E B0 Y R A
517 GWASHU I iy i A AR 8 AR . B itk
NHGRIGI & | — AN T = Byl v, %24
AT AT ANE B A skEe = 22 ) (Analysis,
Visualization, and Informatics Lab-space,
AnVIL) , BFFEA 5 AT AR B AL =2 50 73 4K
RIFLR AR, ORFEENERAMIN S 74
F 3.

NIH 55 — AT H 2 #F 78N 5 AE I 55
(Researcher Auth Service, RAS) , ©¥#%
B 7N 52 15 M AnVIL. dbGaP Al & — L%
IR Sherry®Roas, fi1# BEARHE H A IE—
FE, SRR SR HHE P A E . 1XRE, BIF
RN RAREHATUAERETZHRGEH RS
Mo AT E 1. Sherry%E N IEAE A ITN
S HEEBIE RS .

Haussler il HAfth — £ R i T X A H
AR 20134, BT HE =7

AW H L, Haussler. David Altshuler.
Eric Lander® N\ oL T 4Bk R4 5 fd FE B BE
(Global Alliance for Genomics and Health,
GA4GH) (go.nature.com/3app3xr) . ©5
HGPA & FFEHIFE & . Hausslerdg i, Al
BB ik At A — AN KRB e B3y
P, FE ka0 AT 48 A X Se H s i — B, HAR
P, AT, AR e A AT RE R

FHI, GAAGHINAE & vE Tt 7 & i
P25 e DR ZE B0 P g A o X T AR R
B, WHIR ERUL, Whisds RGBT K
FIGWAS H %) RIS (Bifa B R ANE
(A G 2 A P RE IR o

GA4GH i /T K Peter Goodhand i 4=
KA B B EEAE AT TR TG AR
FIRME R Z MfEEE B RIS, (HERZ, i
fITER A ZAE [F] — AN M 2% | T./E. Goodhand&
N, N T SEMLEIEM B ERAENE, $RALE Z E L
A TAERR, RIS R ILER RS,
I EBREE S .

i, Bz FA T HGA4GH bx it K41 i&
BENACHe o XTI SS AT ALk I R B& AR FN T 57
DL I FE N 01 4% 2% H 81 [l B B 48 2 4
IR —BCE P2, AR B 5 Al Al IR 72 R
) B A AE AUk I BRI BY B R Y S N SRR (5] T
BEIT, X5 DA BE DR 4 i 3 AL 25 4 SUORP A 7
B A BURIAE 2 (1) 77 kAT 38 . NIHIFRASH,
¥ FHGAAGH R E, R 95 Hs 47 % E IR %5
X e — M S B AS [F) 47 4k 2 2E AT 18 15 1 3 5t
(118

Bahlo%& AR, BEERASZIE B A A
FCAZAUR 20, BAEECE 155 AR5 5 m
HE, DAEERE VG E RS, X
LEIR MR 2= 27 AR H 8

Tt R FC At N AN R B0 B B A R AP B
SRMB RN HABIRILZ R F =, KHE
R J H B SR 8N B3 0RT RA ) A HoE

10
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, AN TR B AR ARATT B R EOE B A 5
BT E IR . T4 A0 S = 0 R %
FAEA A AERRIMA BRI RR M. £
GWASZ 5% b, JRIM KRG LS8 K A BT o EL A
AJR0.5%, X—FJH B . Hausslerilhy,
FEURR 04 [R) £ R 70 S 2% i AR A 2% 5K LA TR 4 14 07 28
SR XFFTERRSEREK. £EHRMN EK

www.LifeOmics.com

Hi g — N NI R H204E 5, At i FH BA A AT fe]
ANHEZESARS-CoV-29R B3 R AFF 6 T — %8
.

Haussler®ix, #udE N iZ 24 4L 6 i R
Ph o g — T HdE N L2 O 2 S
RESRIURI AL . IR FA TR ILZ A ZhHL.
R Z, R TCESEIIX — .
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— . AKRERHBHXI205F

)Eigngaﬂgz}ﬁi

NREFHYIFG KR 208 F 2 Br, AT
LR HIAT T RS ag: ZIEMES T A
R BRI T, S8 T 4RI, I
HEBHH T IRATR I R A B (B

AP T R B A4S
JIN IR ER BN CEE RN AFRIEEE
BRI TTfE . MBI AR, BLRELE R I 3L
TR B R AR AT Hrikias T
538546 NRNAKE A . KZ1100 75 4 A%+
fR% %M (single nucleotide polymorphism,
SNP) . 1660F04 ic 2 I 18t A% H U 1 N 2K 9%
Wi~ TTI2R R LA b 258, BLRAE1900
HEE2017H I R E 704515 B8 3.

AT At R ER, NKRERHA TR
(Human Genome Project, HGP) ifiid H 4
)& ARSI R 5%, TFRE T — A En
DR 20 A 9 B 38 73 T RE BT AR, IR N TT K
T TIER . BREERLE, HRANREHRR
I M i) A (R A ELAE B, MR G i
DRIRR AR ) Rt B, TR AR WM R GALRIRE
R (B RIS RN ES) .

LR, FAVAENA S B — € R R

— IR S ATEH T B 2001 F LK B FE A R E ¥ 2 E A ¥ 200,
BETAXBEATHMAELAR. St EFERERORME,

Blhn, xF—MEEEEMEIEE, R
RUIN BRI, AR EAE IR
T —SRERNATRAZ NI4T, AR K
M EBA R ENBRRER. JFH, —&E
& T RS VA K R AN PR T 1A SR BB AS
BV EE R R, RS B SO A RN (]
AR 2 PR WSC T B 8] 7T REAAE I 18] 22, BRATTHY
I R 520174 S 2 i A% -

SRT, FRATTAN N Ay 3 1 i 2 5 i 2 (R 2
Tt FC It N 1) (3RS T A B AR 9. 3k
AVE— AL R AE Y AR G K, XA
ySRAFAE o BRI A X 22 R A B F) e 1)
BATIH—ACALBE, HIRATAN, ZIFA M
i

X AR AL T HGP R 5 BF 70 4% J7 15 A2
RIPREE . Kt o, BETEN SRR E R )
RET A8 TR EAFRMLGIER L, XA
FE 2 FF N 1 55 08 e 7 AR L D ORI 7 . 2RI
AR E A AL AR 7, DL T g 38 A% ) oA
HEARZERMAEAEN, SaBoN— A E W
o 25 M B e DA A 4R A D B B AR
E.

12
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Horp— sl SO0t AR M 2 SOR R AR
B A ERLAEE NAERZ] . EEH
T .

IATHE A AR A HGP I 7, [l ik 9
AEETEWRY, BAHGP, XEEFHFHALH
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R LRI IFG. T, 20014 N
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F—ANEARRGERIERES BT, X
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92325 W LI M iZHE A
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130,629 |

I HGP

100
— REEONER 1
= HeEHERFEATH *

7£ 2000 £, 94 N4E |
4785 RNA IR IUM A
TRZER(TGERFLE i
RAEYRAD XIS .

. —Le |

ZIEE (B T)

I 1990 2000 1
AEEFEBRITXIFL T 5O BILANEEN 25 |
800 —— - " s
L) =TP53 — VEGFA
==EGFR e CD4
= TNF HBAI 1
| IL6 Other

BEHEXLZRYBE

i 0 -
1980 1990 2000
AHERAR I
#2001 £ ZfE, JLF PR RE R AR ERT TR EL R

LT — - = = |

EE%E’FTTE%HE‘\Jmﬁ
o

| 0.00 /\

1980 1990 2000 I

* AR ARHERS SN BREE. JEHB RNA. BEITFH

16




4 45 BF www.lifeomics.com

“hiik” DNAARKIR

RIEHGPHF M2 |, A —H Kk
13 KBNS H 5B R N B L DNA
(junk DNA) BRI (dark matter
of the genome) K K&EEF A IRty X &
HEE? IR KEE EZ25 THGP, BEA
AN R BN I R H R K 2 B0 Th a6 7 51 9F
A EAR. MKk, KEEERIDRNA. B
BT B SRR TG B i B R 4 ik P 3R R T
1B, HEERHARGE L. XX AR5
ASUBEEAR, HoWELESE A FRIE
MM, BEAEHGPERM KA, JEHEE MW
o kI 2 alEAEK. BIEETA L,
X4 K L R I B A R R A S R R T
5F5, T HEAREMESR . FE, ERA
R H 45 B P A i 1) X BB ] (19004F 222017
M), RT TR EE R RIE R AERISRNAR] B 3L
A LT H -

HGPIL &ML T —Fhxt NREEFRE (F
FHSNP) #4773 R 7k . HAth — 28K

BN h# & I

ZEHE PR 7 X BT N AT LR 22 7 40 T 1
A, X LT H LRGN S HE R A B A A
Kt %l CInternational HapMap Project,
FEMrBR AN B, T20104FE5%M)
HEbr T ANHEE 4% (1000 Genome,
20154E 8 /) - XKL, FE gt
ik e, JF 6 7 G B IR 1 4 B R A oG
B 7T (genome-wide association study,
GWAS) , ¥ & & . BRI X 5 2% 5
CanAs P43 20E D 1 5 %k .

WAERR A IS 3 7 5 8 UK SNP 5 PR
BRRAER. XLSNPHHIRZALT B A2
WS P =l i A X 45

2 [ T R AR T 38 A% ) 5 R AR 1 Jo 2 [R]
PIEFEC R AR IC R o 22l HE I AN X 4% 2 4
R E BN . BUE, B304
2 A BEAE A (B RS AR i X 48 Ek
H5HEEAMEE) Cehl K.

REALE201 0N AT, LW IE
BEMBR. Y0 T AEA R HAREE 2R
I . FE20014F 21, HIE— PP HTA &
H 5 S BEZE /N T50% . HGPHR 77X —
&t BUE, LT RRaEAE S B R 1 24
WEA s EA RS (B ZHERR
Zit) .

TEHGPHE 7R [ 2120000 Ff 75 7F 265 4 #E 5
gAY, RMNKABHAALERFTL10%
(2149%0) RIRMAMAII N . XEKE,
90% M1 AR A S22 E M . 16
WATHI B AR e rh,  SEUG 254 A1 A Hl 38
FI3119. [FIFE, XhiX 26 ju) B 5CvE R A1
. BHETHAER A 24 A 5% (99FhA
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[4rF) $EADRAIAKEH, ZEHAS 54
Jf 2B KRNI 5 o

WIHT AR, X b AP 47 BV A 5 U 1 A
Be. Bildn, A% E E 5 n] RExT N il R B
B, SEBEARENGYI . G R
TVERZ . WERB TN . B 75 A0 H iR A
A4 RS, RKATReH E 2R EE R
WARE, BB 28

Bz, BATNNHGP & B Z ) 5Tk 2,
BT T RER AR A, A RER T &
HRH AL . IEWR 2 R G R HT R W AR
FE, BEIRAEMRI RS, X AAF R 22 a0

F b, REHBURIIN A I B
XA AR . MR, EAER K REA
R —PEFAR AR, AR SR R
R i, WA 7HTHCOVID-19(1)
AT KRBT R B, R 1%E & 21
15356 2459 LA 35 B R R —— R 2 H AW
WATHI R ANE A X R R T AH BAE M
BB HERE .

2, EARTEM. BaatkkA THMFZ
HEAEHAKBZ . EHGPIIEAL B B3E1T 720
TR LG, AWE KBNS RE SCAE A i) R
WA MBNSH 1Y T k.
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HIREFUMEREL, UHELKNETRE. 2FNEFHR.

ENKERAITK (Human Genome
Project, HGP) Semi —H4EJ5, Zfi{RRH A
FRNERALM RS, EHIRZ TEZEM.
XSO RN AR, kb Egig 7 XA
A BRI TR 125 M1k, BN
FKEFAF R AEAR2% M N B2 HAH,
IS =& et | I LN PNE S Gob-5: Pl = X (PN i
AL E 2 HE 2R . T RITIRME R S
IAFSE . BN 2 ANBUD RIS ek =,
FE R A 2 1 AR AN AR DA 52 2

el = IR | S N S v (e e
(African Society of Human Genetics, AfSHG)
BGALT 2003 4F, BAEH B RAFMAE B AL 2
W AIN G SCEZE . IR N 28 R0 1
WHFRE 1. RERITIE TR, (HE
AR W REAT 10 25 PR 2L BF 9 K 2 2 oy i 7 3% [
FNAHEBNP o N AR T2 RO RR S
Tt 58 35 B 2 S 0] R 5 AR R Bl N R 75 22
J 5 o DR Tk S A AT BE AR e R e ) R
S, AR I T IR A ) e T R
B A Re RO A IR R R R

HGP #4# () 2% 5 K 4 J7 51 sk b ok B JE
AE Se B A 1) VF 2 8 4R . 2019 4R 1) — T A
FAG T, AAKIEINA T DNA By RFE A+ 1y
DNALLI A ZHERER AL 10%. E£4E, U
e 50 MREE SRR 426 AR A
FE 543 i T8Ik 300 754~ BAHT A K 58

IR LGS R —TFE BT 1.8 143E 0. A 10
SERB W —AFIN A% S (H3Africa)
B —— B o R . AR RE 30 ANEM

H KB AR, I d AfSHG 53 FH
TABFEBE (NIHD) 5 [E A 9 B 2 B Bh il
M4 FEfS 6 (Wellcome Trust) &1EHES).
H3Africa IL/ERPRE S50, Pt DU IR F ST —
HIHR

FAEAG T, BT R AL AR S 5 B K2
300 FIAMRREATING, X AR TR BEAE RN R
NG B P RS O BRI LU G & M RIBIE S X
B AR AR, RISk, AT BB —A
ZN=HAEMEER A (Three Million African
Genomes, 3MAG) MIH, ZIH ¥ AEAE
K Pt 1t AT 35k R AL AFF 7 B JFC 82 R 38 77 THD £
JIEEW . XL R BG4 At R R b, B
8 — L3 DLTRURE A 4T A, TF G0 B 6T 2 1
15 R4 Pidi COVID-19J& 15 3452 7 Shfik: 16
COVID-19 KigtA7 1A B2 FH 1 2 SR —— M
AFEAE R B I = A YA —— H 545 58
TR0 LA IR 5 15 v 32 B 1 BRI

3MAG HITF R KT E A . FRATUG
O REFGFRATE 4.5 LFEx (BS
H5HBH41,500% 70 o KA T @ AE
AT A A DA ST e Hafs B il B it A R
FATHRIAE S — X R =+ AN AR R A
BEAT DU A T 34T

HR LN X K KA N S8 T 8 3 HGP
L. HGPH T 1345, Ik istf
B VEN BT IR AE 0BT A A3 . BirE, B
BR300 2 ) BRAS AS 311,000 36 —— B85 —
WS HHEEHAERWBAL N 3 LET (S
W, go.nature.com/3pfy2kh) . 304ERT, 7
HGP miarz ¥, 38 E 5\ 2825k K LA 72
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(US National Human Genome Research
Institute) ¥ NIH S # &2 95% 84 T A
KIBAEFTRIE « EZF, XNFE 10%,
B9 T Hofts NIH #7055 DL % 27 g
it 45 7€ 22 BT 5K

3MAG ¥ H b /2 £ B A e Xt 2 9% 2 1)
ERAFATNF, DHEAFNARENANLS

AP 5L DX 21 W] L AR s S B R RTZR R
SENANAR S, IXAE LART BARRHH 4 L R 5T A
TAER KRB CRE —/DHAH IR A
M, ks, HEFNARFHEERYL, FHH
M HAH S AT IR (5 AR A e B 1 382 4% )
Fitk, XA BT s B SRR R PR R R
AEPIER AR . D [FIE, AR M GEHI A o2t
it ER R w2 FALR, T3R5 2 i
A5, SHAARARMARREE D, XE
GBI AT e BURS E R AL 57

B0, PCSK9 H: A AL 5 AE WM A il

FHERMA, JFEL—NZIEMIEKE S ME
KA. NIEAMERE, HEEHAEYRIT
EFEHEAT — TN I27 A A IH , %50 B 6
500,000/ LK 4L AT 7 (0L go.nature.
com/3ciohcj) , T E KA L2y EAEMA N
1 5%. ORIEIEEPNDMWFLE, JEMFE
EXF10005 NEATHF . D

RNEN (AF 0.1%) , HAEEFEEAHH
XPH L () 2%) o % R R i i KT
KA, X—RIFHZE D —FMEmMZY (Fl
1 evolucomab) H T-16Y7 50 I & AE i
KAH SR ILAE 8, &R T 2N — IO K
2 900 44 AR 1 3 ZLRE BB MG JE I A )
WAL 900 4 & A K w4y ZLRE (1 38 91 AR VT
Be, RILT V2 FBOXFR R, I
SFHMLEIA B AR . 2016 4576 5 8\ e bk
T — TR AR R T 2 AR ——HF
BRI 45 £ .
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o SIS R AL R SR B T A IEA A
IEMG . fEHAERMA iz 1T B TR HE
NG 765 (8 A% UG VF 2 dE AT T, 4] a3
O JULI BORS 1 40 0E 1 AT REPE BV AN T 4,
HEE2BFRIME. N7 R R4 AT )
PR TR, 20 ok B 58 2 NI 2L R H &
BARACEE R 73 B FN 43 H7
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WEFE U BA T B 98 HH AN JE TR 5] G () 2 0 BT e Y
RV L Fab . AR IRTIRAEE NN 277
WS T I B R T AL A0 M . X SR T 40 40 e 7E 1
EHRELA R, HIETEIKHARNSE. F
mEINEZ, BH SCD M ANEHREETIS0 £
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XF 300 73R PH I R 3R AT 0 e 7 2l
BUR ARGV E bR 2L S

BfE. REENE S AESERAEMNE XK
ZIAESLEZE1F, AFFEARMAGT. &
TR CARIF H3Africafi eI H EA . TAE
MM RESLER GR: BvER . #ilw, A
T Je H A 47 % Wi 54gene /A a] IEE %
Jiti kX 100,000 44 J& H F)E A FR) 5 PR 25 1 47 3
JF. #EIRIE, FERHRTEE O A45075F
ST —ANEVIERTT (https://54gene.com)

A AT RR B I B 2R AR A

S, BHNEKRR LML & A MF=4, 38 RE
a - IMRE (FEZET R, —Fhak 2 Fh
BRAE A MBS A B BB S A ], SR AR
HRR T, gl E R m B
LSRR, M2, HE APOLI K]
A e BN T 0 I ) B

KZ ¥ SCD [ A& B 1) 2 BRI A&
FE P BFF 5 v B I, 3 A R O R R R TR
Rk R BLBR NN B W 7. BENH
300,000 %)L AR AT IX PP RAE, HA 2
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AT DLGEAT 7= iy 45 DRUAS I B Sy S BE$ (3t B8 47 (1) 42
W R BT ERm . X R R T AT LUK
Dy B i ik D] £H A S e s ) F B B R 11
R

FNG, EYAFKEEE, B EEMTEIE
o BAENENT, XAl 7RO % S
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SEUFTACE, AR AR SRR B, DA
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o, AFEAERE. (XS5, RARMEE
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fiti 77 22 8 B . R f 3L = RBIE 5 R B R K B
W, BT S AR Ml AL o BT AR AE 0 34
PRI . 2 0% [E 1 4E R AS FE R A B T BT T R
W 2 Tl I 35 DR A AL AR 1 2 B 40 A 2 R
B, IXEEERRE SR T4 (Sl go.nature.
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N T E AT E AR A TR, Sk 8 A
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BUF W& 22800 T i idm ot . TR
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AT IR B R HASE F 25 PRI ZH 00 P o 5 PR 2

AFAEF NN 3MAG K im— R4
PIBE 222 BHRE D, (AR I RE 08 TE 27 U RE X
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BHVE A AL DX R

ASL PR, IF5 ] DU g5 8RR 52 25 1)
AR, b, FBiEREREHTEERAR
[ 5 R 5 96 77 523845 28 S )5 ) B A A OGP
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— IR AL E A, DO A S R
A BT IR AR LA o

3MAG 2R BT 5T I N B SR IR 55
s R A AT R . RAE—T, £
AT IS X AT £ B I R A DA R AR
TR =7 MR S5 0 N, R 2L e Bl
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AR Fet 1% L5 f B 2011 45 NIH, 4eREfEst (E SRAE ARl EAEM kBRI 30 N E K

(Human Heredity 10 4 WAL F S BRSNS ERM 79,254 A A K4 PR 20 AL
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R, ¥ BB — R DR A% 31 B e A 1 A B K]
ARFTC. SR, 23 XF NG afhep i —xt
VISRAETERR O, AGTHE &8I 150 JEmEE R
mEps (B D« RSO TESmEE
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o R, WEHRKHN. ZIEMIER DK, &
S HIF 5 B XA R A CAAL B

FEEHJLEF, RS e R 1
KPR S SRS I8, HiK
B 7K S B E R R A 1 B R
Feolo AT RIR S AR R, AR ATIE
KILT T ZWESELFPIIMXIR, XEXIE
AT UAES BBOET ANE A R B B AS
SR

WEFEN AR e B AT A NREE R 2H
fR LR 73 DA b 77 SR . (BERAT XA i 2R
fEEERAMER, KR ESEE TN
Fe 338 T A i R B AL R . Bl
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ZBE/R DNA (rDNA) K 7 B E & gn i 4 il
AR A RALEI RNA 9, ALK
FEEEH., HFLhXEMNESE DNA T4
Jfa 53 45 R IEA B S R o B R B B

X KB EE K DNA MR EH R 7 A0
BEERE, FFEAREKMNE. E1EZ3 A
I F 26 LB A% R 3% (DNA FIAH 5 2 [ R 143
T, AEBUBEER DNA 75D , X5
HEL DNA EHA G & HiI A AR 5% E v
S HEROREAHE. 2 4aikRA T A%
PEHEIE T M E 1) DNA X384 58 &4 35 T
BIXEAEE, FIREEFATERA 5E 8 T #
WL 5 S TR 1 5 A1 4 A I R X IR 4T A%
HGnAR] oA, B TR R B 2 X e 3 )
AN LE R B AR PDIRES T R A2 . BLTE,
AR LT ERTE R AN E R RA—FE, FRA
AT G A NREEF A R — N, RIRRM
hie S . SREUX (5 B S H A,
YRR T8 FRA T 0o 25 R 20 A= 0 2 () LA

e EM— R, BERMERRK S
JEE R A 1) e 1) 5 B R i 2 WA st A 81 i e (1) A
ANBPafh. RELEBNE B “ Ak

NG N I = B SN
B4, AF T A ARIC rDNA BEFIAL 5k
(go.nature.com/3rgz93y) . fEiZm AT, 4
M R ARGk, 5 AR A\ K400
(A5, BA MNEESEMASSEEBE B AN [F] Ge o
&) A, it T EE AR XEEE
SiafE ki, HREM T ELRXE, B
HE ., Wbl E 5 A F AN 220 b G R 1)
HR A HhE2inmEIEEE, £/l
Foed hm EER K DNA .

MR G\ NBE A A TR 2 S 2k
T R, BAFEFAAS, R LIET 5wk
R U HERA 56 i, AN & BUE N FUAAAE T A
BT RS E . DA )2 H R H
Je A 53 22 VI B 00 A0 31 58 4 1 3R
HE X8, 1 HiX L E SR8 H) P A E R
AT 7 o X AE K 75 22 1) 58 8 FIAE
A 53 A 76 8 N 2K A5 A HL R ZH i) S g . SETEE
SEEEA S A 1H I N 2R S5 1 BAE B An JoBE 12
ren FRATT 0T 3k PR 4 6 Ay B AR N SR 950 AR I
HfE, 5 NREFATRIMAEMNE B REE
— 3.
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h. ERmEFHNEREES

HERFHANEENRESHE, 2001FARHARERA
FEMINESHE. ERMNMPXERBTET 2R,

Y NKEER A — M FEE AR, Tk
TR E SR, AR,
PR KA, BREAMEN. AT
D DL TR 1 . SR AR, IXRERIFE
IR LI, AT RESE BT A AR SR A2 HE R
o P 78 AR 20 Jk 0 4 W o RN T A R
$J% (Mendelian diseases, HiH3EK R 5|
REHIFIR ), QB T e i AN 22 R 3R L
KEIBGE, XEETRMNN R EH .

TEHE R B R R AT 2|, KT RARA
HE IR B 1 R0 5 TR 20 47 B ) 25k A {5 8 6 A
i — NN “TalE”  (cloning) f Rk
SE o TERXANIEFEH, BTN 5L AE BhEE AN 2E )
DNA)E 55 /N Gt fk Fr B, FRAE L AE 40
W AR, PR NEE DT, R —
TR EER TAE, AAEREHTE, mMHERA
DEUA I E R e, I, KRZHLE
IR (383 A Bt SR N, X A4S 2 I T A
e WA RIS T 0 Hof O A fe i 4% Jk

i Cn X G ik 28 51k, fragile X
syndrome) , BT £ I R R I A . 25
ZE S R L WA, IR & AT SR FT Re TE VA
HiZh.

20t o0, “E K
(positional mapping) LMK EE# e 5
BRI A G R e R REME S . B
H 1 58 A B 2 1) AR W0 R B LGB A A
[F) 0 A FRIDNA, A5 AL 5 /0 8 2 0 5 31 /)
R U B PR 20 vl , X B AR M A (R AR LR AR
S, REFHEARA BRI, HBIF TN S
HE T —AMEE R B X k. X 5k iR 46 i T DA
IEHEN19874F, ST HEAR BRI TAE R CH
B, R, ARG ERRE TEN—E
BT .

BRI, AR HE 25 RN 2 5k ] 20 5 T 0 o 4
IR B R FER . B IR
WA FE R S B B R R R, (RS S
NEMHEARMERRME T LETR. B,

30




4 45 BF www.lifeomics.com

BRETEENARCE, e A - R 5
RAREE. RN, BEFAERE “«F—
7 MFHAR (next-generation sequencing
technologies) Z5& I, HIER “IErki
W7 AT, XA R R DL BN B R 4
A AR o XA AN A R B
PR 7 A 25 DR 20 o R T T B0 AR S 3
F58

BT X AR, HEMmEEE
DAL 5 2 11%) o A2 7R 5 T [ 0 A 200 147 11 1257 o
BB g 5 AR B 43778 CRIE T OMIM
B R, X8 — A R N S EE DR R PR £ 2k
H3%: go.nature.com/ omimdb) . Hi7E, #
SRR 2 1 FR A A S A LE 112 W 35T b g 8 L
Ko U2 NTER RS T BALE JLAS /N Py 3R
W, HEmEERYKTE EEEERL
Mo XA IE AR E BT T K1,
B, X T — R M EUR B AR R, W
HETE CF TR PR 4b A% S T 5 250 1) FE M 27 A b ok
Wi, WOGH TIHITHTE. FATE R DL 7
TR T B, wAERKEERT S, HAX
o7 v 0} BB A o 8 R —— ZE SR SR A AE
(Seckel syndrome, —Fi{RFEAE) HIJLE &
TERH

— BT 4B IR 55 R IR 22 [] 1) SR T 4 7 3T
LR, X o ol A v B AT T ), X R
BT AR AT RE . Bilan, EEEEEfL S
FE[H 4 %2442 (American College of Medical
Genetics and Genomics) i, HTFAEMMEL
W 5 0 %o R DR 2 R AT N, n SR A AT
P59 Fk PR o f- AT r] — A 5= R 486 7 0% 32

R (X AR B 5 A] R fE K AR A I o A R R
K, SR, PRI e 2 v] DAk AT
T IR IT I o Ol 7R S B AT 7 — T 5
Fi, W RAFELS T4 FRIE40E695 2 [H]
MERE . ERER, 2 %M EEH X
A CAAT BSOS AR A R . LA B B
BE T N A e A e R TR 2 T DA v XU A
HEF 2R, WX I Rm}ANE L2 5
27 S B DR BT s SR A M) (8 a2 S5 5 R R )
HUAXT 250 s B, EBRATTE B T R RIEH
SN Pt K S5 RS TE BT A

K RIS 2= BT 20 5 1) o — N Ak e v T
AR S, AT i A (Carrier screening)
AL E — N ANREBEES T —A “RE” B
AR (IR CHERAAERAN LR, i
LSBUERD , WE R R # AR
BB RMELET (F1D o @ Xk,
#5741 2 0] DU B i A2 5k #% . Tay-Sachs
J% (Tay—Sachs disease) Fl i3 M i
(thalassaemia) , X Fl H & G A B st
B8 5 5 I 2 f Je AR m (R, i o 45t 3
GHET, 40 A 2 20 R0 FE T % 2 1) v XU [X 3
FEATERR . RoR, FRATAT DUR X PR o e 8
FH 2 B A 7 2 s K A 1) e P o R e R I
HEZFNAE T IMAIL T BRIy . 58
M, EERE, RAOTHEER, HHERGE
BATAEFHIESR, FETZOE ERge, A
L R Rk, A REEAL SR
Bro wbah, X5 4E R TG ¢ B PR AT 2k R 7
PN AR A TELE ) o
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: WEFEE I
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B BRI AR 18 2 — S A A T A B0 3 (K38 e I 7= AR B« AR AMRBERY
HUG T, PIN T MARATTROBERR Lg% 7 — BRI A AL R, MABATTH SRR B 4k 1 — AR5
DAtk AR R . SOER, AT BoRE— AN B0 A 5 R A e A AT T %1 ﬁD%LﬁL E%ﬁﬂ

gk (BUEMPIME R ZRRIER BN AT E&T, A EAEA AT RE R 1% 2 A BUw 22 5+ N
T8 _EIX AR . AN IERI AN 3T T HATIRB B2 7 R RS . SR, .}\Il]ﬂu\lﬁﬁﬁﬂé‘,
AR 52 AT T2 T4ty XM AR R B B, 3 L AT DI i e PR A0 P Bk 12 W L R X AR N
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18 i 2 0t 22 52 fe KA Ty S TR OR
Z IR EEEEKER . HTRELTMERR
AL EE 2 A RN, NTEA TR
AR ARSE A FER RS R, NS
WAL o VDR TR B2 — D IR ] T
N SHE R 2H B AN AG I, YRR BT R AP 2 5
EHRBKRERER R ERREREZ. 204
Ja s ZE LT A I 3 B R R A AR S KK
P ERE THIIN . RO AR R 4 e SRR
IR ERE, ZE RV HE N — TR
i wrE

FA TR e RN R B i, BT da
JS e ELA B A3 A% S 1 L R 2 A .

Blan, FE20205TF 10— T 7 0f FE s, X
T N AR R I BB R, — R
O R A2 S R IR . AR U, AT R
TERIEAIIR . B T BRIRK RS, 5HREKR
TR D% 1) 2k PR th A IR VF 22 5 LB FR) RS
BRI . W LB BB T i 58 4 it A NSRBI AL
FOMKIE T, H AR IR SR E] 7 A
e -

B= 54 38 4% 2 F 20 48 ST 4 = TR 9 7K
i, (H PR FE PR 4 2 R AR IR M sl AT fe
B AR — R, A B4k S H
DNAE R

33




4 &y B www.lifeomics.com

7~ T RARERBF S

HAXERHEOBRAFABH20EE, ERHANFHRIELRIBRT
0T i 53 4T A 26 B 4R SR SRIB AR A et L e FOfR AR R .

200147 N2 3 B5 2H I 7 6 R DB VF 22 A
HRAEYF BRI —. FiIRERF
H & DB A R RS S E 4 SR E
DNAZ . SRTT, — D R—SERH (R
&N ETF 2 ADNAZ R HIEER A 24
SRAEFHAR. R WA, WA EF
FH 255 DT 2 2 B P45 S5Ok B 0 3 1 AR N S 1 £
M, SHEREE 2 MEARERHE R,
FHATHE. BIHAT NI, BATCEER T K
T B AR S R 4 —— 204 i AR R )ik
B, REansL, FATA W 4655 A [ A
FEHEATIN Y, DAGS B SR R 4 22 (10 2 AR

BN KR A H199.9% 13 73 52 AH
LT, (H0.1% KA A = ks #a I A AL H
fRZ #&: (single nucleotide polymorphism,
SNP) —— M IR A7 7E 18 4% A48 5 () Bl 3
— S 4114275 - SNP ) B E 5 5 R 4 B R
—HRAN, XLESNPIE T JyiZEE K 4H 5 & vk
DNAMI/MEZ A1) 2 5. Bk, ANRIEH AT

RIR 53 B N R RAZ I R A v R A T —/ME
2,

20034F, —AdBE ST LA R K BT
6 A [F) AN 44 rp 2B RS NP ) 326 (1] B RIS
E b A% iR 2 S EE R (International
HapMap Project) . 20074 i [ 55 — K i%k
R E R — N EEWERER, BidRTE
A, fE. EEMERFIE2704 A4 %
L3002 JIANSNP . X I TAE# R~ 1 3 K4
UM H LR, s TIRATMDNA R B2
R — MBI AR E— R, il T X
S AR HULE Pl PR SR P [ 2 ] AR A 11
HapMapf 44 & 2 a4 11 FEd, SR T
WK ME2E % (human genetic variants,
HGV) &R i ERZESR .

HapMapXi H it A B T AW AR Mt 57
EHR R, n4 S N4 LB ¢ (Genome-
wide association studies, GWAS) , ‘& ft i
BHERBRET A MEERA, KNS5 ek
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IRAF R BAL AL T . GWAS L4 R T Hb iR 71
B LB DR ) Ja R 4 DX 3, b PR
st AR BN ke AN v 2 BT . (HGWAS F- 22 1E
BRI I &8 B9 A BE b AT B, 82 20204F 121,
78% \IGWAS £ # B A WM L4 (go.nature.
com/3ocyhql) . HJLAHEZERFE 7 XM AF
15, ELFEX A A S AR o [F BN A
MRS 0 AR MEAS R FEAA 1) 5% 7 R A
S SN SR RGN N PRI 7 45 S 82 m ) 3 At
BRI ELRSE . GWASHEZ 2 P % — B 8 s i
DR RN ST i S I I R 20 2 i s 1) 3 PR G
Z—

1000 FE K201+ K) (1000 Genomes
Project) 120084, H & Xk E A
() b BE Az B PR B80T 44 AN DR 2L AT R e
7, MTTAES—NEAHMHGVH %, AR
AR LR SRR R T R A A
FEAG, ZIDUH TR, ZOH A WE 7kE
SRKIN26AEREI12504 % ME CBLHE JLANHE %G
BA R MERAGE, PUERTEES
BRI B T — AN TEQH B BE R 7 H 3%

P EAE R T — R THGV A B
AT ARG MR B, BREM, K2
o WA R BRI, (HEFE LA 72 H
FEYIFH RN, 86% 1 ZF WAL R AL R
T KE#EAE . ZIHEIESE, JEM A8
fEZREvE T H AR 4

K L1077 48 /i B I 35 91 5 A 21 57 5 A
7 I —/NEEN R G T I AR AR 7 1) —
M. XEKREBRHE N RMHGV T & H i
EAEMN & BT . BT RN B EUM 1
TR AR, FEINTE R R A A AR R
PEPIRAS R . JUAERT, 1A B4 2 E b AR
PAENEL KB E AR, EWEZEHFTMTE
FERR VO R B . AR, JEYN SR HAE 5 i e EK
B (Human Heredity and Health in Africa,
H3Africa, PIGLIEF R ZIKERIR ) , i)

& T ok BB SO FhRIE B AR 426 % A 1R
4R HNA 5. H3Africak I 7 #iE3007
(A8 S —— R EE R [ T DART R WA 72 6 e B
Ao ZHFFUIE SR FIHL IR A IR i, IF
B 58 1 624 5 IR 41 [X 5, e R [R] X3 7 3
P RFE T mARER, BV R R AR B
DNAE S A 7 B A R EH

X I T —— IE W R AT R H A A
Z Ak — H 40 I AR —— 38 n 2k (R 2H R 2
ZREVE R B IR 18 hn 6 R 4H 2 1 £ R
PE” D) o BAR, DARRICAH ORI R AR 2
EHTEAE NBE. ALBm XA 72 R e A
BEAA I, T 2 2 R XU VR 4 AR AN Ak 5
A8 S5 (1 Sk A AR A i R s AR AR B
P B D AT REAS BB AR 47 Hb 7E 2 AN N B
HET o 27K BRI IR o 4 S S B T X —
mo SR 2BUNE IR A — AT ) s B
HE MR R, (HERE. S7GaREEMA
BRI ORI T N RRA AR .

T N 28 S TR 2L e AR A A R B A 1)
AT SEE, BREANER. A, Al
HeWr I SERERTRE S “BANT L “RIENT
PN AT CRRINN” S R A
B X R B — 2 N F RN B 43 S
1o EA5NIERIT SRR, eI RIRE
F#RA—HM. FL b, —WEE 21104
BRAH JE IBF IR A5 AR, 60004 AMA T4 314 4
AMHHSEHIDNA X 38 B 78 3 R 2 Rl 2 v 4
PHIBN. PP /BT & B/ B N5
RN TR B, L b, AR AR Al
IR ARAE ROZAE R, BRAEE N B R IRE 1)
R B TS A O E R, MHXEAR
VB AT Re 2> 78 T BRATTX I e AV R T HGV 43 A 1Y)
HRAR
Rk, FRATTRE R R ik 2 b R FH 2 R 4 2
KT ARENFERIBEA S, T AR BB XU
TER B 9T, FHEHDNAZ 4B £ R 6 &
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BAE RGBT MLAE BT . N T REESEEIL
R, BATLAIRIN A T RSB, &
FEART SRR RN =ARR. Bh2
FEARSR B A RIS T 5t A Ao 25 LA 4 F 7 B9
25, KA E CinH3Africaltt ) FlE 5
DR AL 0T X ik PR 2L F 72 R BE 0 LI SO, IR
FERIR X — Bk, 5K Mk ReERkalt, &
S 78 5% B L [ oK A AR W B A A B . BB
HE SR 22 1 (0 ot e = —— E B 1 (1 3L R e
5. 8 =Fl2 A PR 2 R B0, Bl

BiEHMEH
HGP
1 N 692 M A

HEH 11 g
_

HapMap

TonJo] i B2 5 AR ) A At % b T s B G
GINEZS R

SEHLIX LS H AR A R R e AT TR A S
e ZFEMERINR, Ui A ILBURE A 15577,
IR HEBATS NREY A . AAE—1
SHELNAD BN RRAE LR, A
WF 90 N a8t A% 28 7 A1 2 % ORI RE D S 3R 3t 17 il
FRARA I, iR T VR 2 SRR R 2 AR 2
midl. b4 NKHS

[HIRER

ob B 57,

At = BIRX LU AL R T — A

1000 Genomes

2504 A
26 Md&

b IEE#ITH
B0 R T EFEEH R

deCODE Genetics A\ Rl £ EE 4RI

H3Africa S
FEEFE TR
HERZERAITR s
BEEFEAY mes
EMNABA ws
RIE/REFETXR] e
RAAFI L EFELHTR] w—
TEMEFEATR —
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