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EERHMDABIEAEM, BIDABIRERT, STWUPAZIRER~L, FHAF
ERAN NEHRHNERNE.

R F R X RGN, WD ANBZEIEHTRAR . HEREM
AAFHIREENDIATRE . FRUIMIRA LV ESIREENRRE, I
REMFNAFLIERR. BN, MAFREETHRHOBFEHEM BGE 214
Y API 71 SDK RFAXREMETERARZHFEIENNA, ik BGE A/ (%
EREE) ARMANAFEENERNE, LI TIAAN AAAZT
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2. MRS EIRE

BEEN AR ZMERHF U TRARE, UABEER N EHFHREE
ki, £ R—NEEANERRS, ERNTSPHTREL. EAERE IR
BT RABEEFALIRE (2B4D) “"HIJAIKIAMA S, RIM DNA FF
fn, BIEERIEN, NERAIZERAZBHEHFRT, NERZZR. Nt
FRRMNBRE. ZHE. ZES. &N e AHNEEs SN E v REUEMFIE,
XK HRIUAERAF AEMO N AERBEHZRIIELAEN AT RNELR
K.

HHl, BGE FRELNEERNANFEE. RERENFEE. XKEEE
Bk, mARBRERESSHFLIREETEECE, KT AP, THNEE

FAFIENEZERBEIRE LB, N4 BGE FEEUENEMEIENR.
21 £RRABEIRE

ZER D XASBIL B BGE LB EF~ 4R 1069 =R EALIRAIIER, HFF

RERBEIETEUNGIERENBENE.
211 8 MITENR

BUNXRE AFRPERARYIEREREHFUFEXKEFILREF BGISeq ¥ &
17 Paired-end100bp W fF. RIEREREHFHFER— KB, 74
. BEERT—ENAENFES.

REERHGER RYEREEEHFHFEHRET ISO001 REEEAER,
ISO 14001 IFEEEIE{AZR . OHSAS 18001 HRVV @ B 5% & B IR R IAIE . ISO/IEC
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27001 EEREEEAERIANEL.

EYEEMTRE cERANFEIETIE SEHERABRITE T/SZGIA 2—
2018 (AKX ERARETRBENSBENFHIENTE) “, RIBHL CC &2
(40%~44%), SEIEE (>=90G), Q30 (>=80), FIFRE (<=2%) #HITH
MRE. T HERIENEA, FHBWA-MEM (v0.7.17) #1TELX, S%F5|
MEHFAR GRCh38", {# AT & A GATK (Genome Analysis Toolkit) (v3.8)
HaplotypeCaller kIFEHEHFNHEMRAEHITERKEN, KRAENER
dbSNP Build 151, REZRE/NT X EFRIFCARKEE, NHERELSHENE
FOETE.

212 BRRERRIE

ME BGE L REFH 1069 fl&E R AHE#THIBTEENES MO
(55 495 % 574) . 1069 Bl &R RFALIRFIINFREREA 43X, 95%HK

FHMFRERT 35X, ZLISEFIG, 95%U ERHEAE LT E LG 98.63%
XA 4X A L BEE, 97.38%8IXEHAZE] 10X U EBEE, 71.16%8) X 15
KE) 30X MEBEE. BRTEFENBEEERSHHA LMEBREEE
FE SRR EZBXENERENERES.

XFERE, 7E 95% A L, FHBERREELIBFI LA 4582X, HIRFE
BEEN T D ITEEENE R, IIFR AR FE T LRAREXR S
EEREN, BT IRRR T MR A AN | X FEE, ShMmest

FHIBEF R, U T 2ERALIENLS.
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Figure 2 1069 fIREATZEMFRE A 4x. 10x. 30x T 95%REAM St

95%F MR Y Lk HIAF] 4X BEEXHAET 86.93%, 8% 10X
BEEXEANMET 73.78%. HTFNTEM, X5 Y LEELSLEE, B
ZEABZREEN—F RETMREFSRENERS, &N Y R4 EN%
FEERHATY ROEBERNN, 5% L MHAE X ReE AT X BEE
XIHAET 99.54%, A2 10X B EXIFEAET 97.65%, 95%FB MHEARAE X F
BR FIAR) 4X BE EXEAET 98.98%, 1A% 10X B 5 B X AKT 86.06%.

EMAZERL PEREARGITESEEE 4X 0 10X XEM SR ER
FIE N XA9ELfI, ERM TR -

Stk E%)?’z% BEE%
(RE>4x) (RE>10x)
chrl 99.70 99.35
chr2 99.76 99.44
chr3 99.79 99.55
chr4 99.71 99.42
chr5 98.53 98.24
chré 99.85 99.65
chr7 99.73 99.33

6
BGE FFIES https://open.bge.genomics.cn



BGE A+ V1.0
FEIRTE) : 2018/12/26

chr8 99.79 99.48
chr9 99.65 99.08
chr10 99.24 98.83
chri1 99.73 99.30
chr12 99.68 99.30
chri3 99.79 99.49
chria 97.54 97.33
chris 99.71 99.20
chr16 99.71 99.17
chr17 99.16 97.93
chri8 99.66 99.06
chr19 95.14 94.72
chr20 99.59 99.05
chr21 94.45 93.71
chr22 94.28 93.70
chrX (Zt%) 99.54 97.65
chrx (5E1%) 98.98 86.06
chry (51%) 86.93 73.78

Table 1 £ &k F 1069 HFEARRBRET 95%HEAH B BE X ELHI

ATEMRBUERIE

AT N EERAEIENAEREMREUE, BGE L REF T BRAIMRER
NA12878", {5 BGE FEHERMEENFIR, #1777 EEMLR. EFY
BEEH MXMEIELE, REBTLINMANSIRERIESESR " X NA12878 1§
MEN T TR E R RGUERTT T TR,

NFRBERE (snv), HHE 4X UEBSZENREERT, HEHE
(Precision, L& H AN BHERENESIEL L HNBRHERETH S LLEIAE

E) 799.36% ; REUE (Sensitivity, SIRERBERER ZDLLRWEFE LN
7
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) 4 99.64%, XT/NT S0bp RYFEHEAMIBR, EHE 4X U EBERAFUER

KT, HEFHER96.41%, REEH 95.49%.,

TREH BT RE HEHE REE
BEERT 30,533,92 99.36% 99.64%
EREAMER 243,912 96.41% 95.49%

Table 2 T RA&MIER

213 BN AZR

WEH 2 NELAREEARRE R (BRCALBRCAZ), 2 N ERAE (BRI F kAt
iT) HXERE (CYP3A4,5LCO1IBI) T2 NRENBERKR (KARRMAZ
Wiz tt) EE (PAHATP7B) Git 7 B 1069 MEERALBIETHEEER,
JUEREERABIEEREEMERER DT, AYEREDT. RERRKES

M F N IR IAE RIFIIB SR

[ - BEE% BEE%
A VARS
= (SREE>4X) (GREF>10x)
?LH%T‘ BRAC1 99.89 98.77
o
BRAC2 99.84 98.86
CYP3A4 99.97 99.73
HYERE
SLCO1B1 99.61 97.04
PAH 99.72 98.49
BEE RS
ATP7B 99.85 99.12

Table 3 1069 GIFEATLIRE. HVERARERFNRNAHRNTHEBEESRIT

ttoh, M GWAS Catalog (https://www.ebi.ac.uk/gwas/) HIEER 2 BUHE R iE X
XM A (49 1), BEgIHXEMSE 1069 MEERAHA FNEEE,

JINEENTFRAEEARLEEE 49 Mim, BGE FGEHIEEA BN FRER

8
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XFSHAERNDE. ML TR RNEESEINE TEE, FRHEERABED
#r, JROEERERBRNRETREEAAREREFENMS, HlMfiTE
RE XA FR, EEEE ZRRm MR ITL R E -t TR SEIRR KA

RS o
. BEEY% BEEY% BEEY%
W (SREE>ax) (SREE>10x) (SREE>30x)

rs391300 100.00 100.00 100.00
rs11677370 100.00 100.00 100.00
rs9472138 100.00 100.00 100.00
rs5015480 100.00 100.00 99.91
rs10741243 100.00 100.00 99.91
rs10460009 100.00 100.00 99.91
rs4607103 100.00 100.00 99.91
rs4376068 100.00 100.00 99.91
rs4689388 100.00 100.00 99.91

rs896854 100.00 100.00 99.91
rs10906115 100.00 100.00 99.81
rs1387153 100.00 100.00 99.81
rs11634397 100.00 100.00 99.81
rs8042680 100.00 100.00 99.81
rs7630877 100.00 100.00 99.81
rs2383208 100.00 100.00 99.81
rs1552224 100.00 100.00 99.72
rs7578597 100.00 100.00 99.72
rs17036101 100.00 100.00 99.72
rs13292136 100.00 100.00 99.72
rs7901695 100.00 100.00 99.62
rs1531343 100.00 100.00 99.62
rs7957197 100.00 100.00 99.62
rs7172432 100.00 100.00 99.62
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rs972283

rs17584499

rs5219

rs472265

rs243021

rs7578326

rs2943641

rs10923931

rs12027542

rs1359790

rs7178572

rs1048886

rs2237892

rs3773506

rs7961581

rs17045328

rs13266634

rs3792615

rs8050136

rs9460546

rs1153188

rs864745

rs6780569

rs12518099

rs5945326

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00

100.00
100.00
100.00
100.00
100.00
100.00
100.00
100.00
100.00
100.00
100.00
100.00
100.00
100.00
100.00
100.00
100.00
100.00
99.91

99.91

99.91

99.81

99.81

99.72

99.53

99.53

99.53

99.43

99.43

99.43

99.43

99.24

99.15

99.15

99.05

98.68

98.68

98.39

98.39

98.02

97.54

97.26

97.07

99.81

98.68

94.42

98.49

93.10

93.48

85.54

Table 4 5 2 BIERBRBEH X 49 MM ST 1069 FlEA FHBZIER

214 BERFRM

“RNFFABTEESRTFEH PCR ¥, XN _REMELNOHT XL

GC R EREMXEM polyA 54, FAERYT BINRRRMSBESERNRE

MBI, St ZRMFEARX—FR, THx/@d M PCR free BETTE, TN
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FimE Tk

BT ZRUFEIKRENER, 22ERASEERN, XTaEEXE, F
MEREER (str) TEGHAEBRNER. X TEENEEREXNRA, Fla
ERSME, 2FELEES TEERERRENTEE REFAETERE
REMHFTTE

NFEEERAEN, Flan=EWIKEREE, FeREMNDMITERIIEAR
MEIESxE, AEEMARRIZHINS], TTRIEES Sanger WFMERH—FR
. BXf F-&TF DNA g (motiD K E AN A, flinmiKENGEE
FRRENEEE B T AFERAER

MR FERRHENTREENHETRODNER, SIXX—BR, F5
RESBITES B LFR (long fragmentread) BERA, FRIEIFREASH
niE, SEEAEFHMNEEHERMENLETRCNER . B xR EAH#

f7EH (phasing), MMAREERROCVRHEBLEABFEEALTENEE.

22 RERBERE

ANEHEFEY), IEEAFEINFEREDES, BRSMER . HHE.
HE. WESHWRNHEDRE. XEMEYEE BIRE, RETESES
FEMERR SACNEERNFEBZATDNEKR, X NS RERTEZ 0.
SRENFEANRELR, BHIRNELSBTXILEHEYESENELY, SUE
RN T AR NBRESRE S

ZRFNAEMREMMIATRAOMAE, BGE I N A AR EER M
KRRNBEMEDIEN, SRFaXE. RFcH. IR=LE. SRENFE

11
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BRI R FHEFTT . AMEEMEBARNBE Y RERKBESHANRSSEE,

BGE X FAERENFFT77% (Shotgun metagenomics sequencing) #4THHIE
wEmeN. ZERANFTEFHIFELEBACNERTFE DNA £, 8t T
16S IRNA FEH B FNFETTE, O B0 P RBITHAE MR T 9 MMAERL,
FHITIEEKE EMEE. BGE XAVABANENERFZNTTITE NEE
HTZHRNEENT. LAPLER, AFRXEFRHEEFHTNER. BT,
MENENFERER, NWEETRERARESENSHFRER, BN, HiR
HEBIREIN WA FERSELIE.

221 1 MITENR

WMEDANEERANFFEELXENRS, DNA 2R, 2FE. WF%E
ZANUT . BGE RV HALERA, EARBNLELRTFED bias BI~=4£, U
TNREKLTF BGE RBIBRTTER

HaXE5RF HEVALRNXEESRETEZSRABRES WE QN5
REER M. BGE X MClEasy £EHAREER "HITEEEMLNXE ET
FaRAETNEBRYREH.

DNA #2HU BGE 1£#% MagPure Fast Stool DNA KF Kit B (I T~ f&#% MP)# 17
DNA 12El, 2"ZymoBIOMICS Microbial Community Standard” mock £ il
K, MP JTETTRGFRIEZEE DNA TEE . DNA REFHIIRERRBRIITEE
o, (B TEBENFNREHMEDRN £ 280 AREREYERERAR
MFT3EY (SZTT/SZGIA 1.2-2018)#117.

MFF% BGE #%£#% BGISeq E & 31T Paired-end 100bp . M P4EFR

BGE FFIES https://open.bge.genomics.cn
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EHNFE, BATHREWNERENTENSPFEKE, FTFEREESR, M
EYHEMMEMENEZ, BGE FHSRE (Q20>90%, Q30>80%) A, EERAIR
#IERY 2.0%107 paired-end reads, 4 GigaBases, FT T4

BB ZENREES BCE FAMNAIAHAXERYIERERERFL
LERREHTHEDARRNEERARN, EFUFEKET 1SO9001 &
EFIEER, 1SO 14001 FFEEIRAZR . OHSAS 18001 BRI EFE S BIRE R
INE. ISO/IEC 27001 {E R R EEIRAFRIAIL.

EYEEMTRRE ZERAEVEENMTAREE, WFETHEERE,
EHEE (NE) F3, ETSEFILENNMEYVAREE (BR. 9fh. 7
BEKFE) . HPHIEAEREABARSEER BGL BEMTARE . EREKEHN

EEXAIGC BEMEMERSE’ A5 X FF, YT E 25 MetaPhlan2* 4,
TIRE/KFEE 5 HUManN2® B f4

222 BIRRERRIE

REXTERM BGE MAFmAAIERE, £/ 6 MNEEMFR, 23T 62X
M DNA RBUTIEHRAREZERIE, MM TER, BMNTEZEERSHNRE

MR OTEZ M,
Spearman fHE R %
EEKFE
Average SD
HA (gene) 0.8833 0.0471
M (MetaPhlan2.species) 0.9005 0.0240
#F (mOTU) 0.9086 0.0371

Table 5 ZXIFAREE FHHEXEE (Yang et al, 2018, unpublished)
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RWEROREER (bias) HAEMHNTEINHRNARBERLHETE
E04, HPATEEHAERNHRTHEIANIRE, MES DNA ZBUIES AL

REERKN. F1MEA"ZymoBIOMICS Microbial Community Standard” £rAE & ©1E

ETEMNTENRGER, ENTEIRERSNEE, SERERZEE20%
LA, BGE #7555 RN (S 88 SZTT/SZGIA 1.2-2018 0 ), STFHAHY
HERS, SHMIRG. BTFEFEEREIZEME, BGE BN EKAREAT

IEE RS

Species
0.75 - Staphylococcus_aureus
. Enterococcus_faecalis

. Listeria_maonocytogenes

Bacillus_subtilis
0.50 . Salmonella_enterica
Lactebacillus_fermentum

. Escherichia_cali

. Pseudomonas_aeruginosa

0.259 Saccharomyces_cerevisiae
. . Cryptococcus_necformans

Relative abundance

Measured Expected

Figure 3 #MERS Zymo FRAEMAIELE  (Yang et al, 2018, unpublished)

MERETEE RNEATERERHERE (integrated gene catalog,
IGC") W EREFBHIBH#TERKFNEE, IGC HERFEREEEA 10
MNER, TRSMRRBEFEFHERE, 7€ 2,000 MHEAREOWIERP, F
P EIX 80.7% , HREIMAEETESSBHB BN ERAEL
80.7%HY EE X R I IRIR ERR (RIZAEYMERAF A 87%HXIFE A HBX) , X
HIHAEERENFEET T BNEHEERT DNA, IGC ZEEREMIER

14
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FrREAE.
BIRETEE T{1FEA MetaPhlan2 #7¥FHEE, MetaPhlan2 95X
BIEEEE~13,500 MEMNETAEERSA, ~3,500 MESEEHEM ~110 MEX

WEMERANTSER, EBFERNBOARELNNHED YT,

223 BN RZR

EERENMEMRAMPERFSAKERNXR, WITHERHERERFE
1B, BTERBESH. MELESR. MMUAAFRREENSSS, UTIEIL
PNETRER N Ap R

BRENEFE CE2EADBHEREYNARTR, ERRITFEITES
WaeS SIHEEY (40, BEALARAR, SVM) ©7, RILT Sk 3 B/ TN Fesm KB Y marker,
& FTET BGE RHMNEEE, SECHENEFERE, HAFRMERNE T
MRS .

MEURBHNMELEST B THERHEMNER, XANREFYHRN
RSHEARKRE, i, ERBERFEE, FUAKEROENZL, Mt
REENRY° HABRES % BEEBTENERES .

ESELEN PEEFFAGLENEY, B— MK O TR,
LEARLLNES, TREELENMERFNTL, THEZLLNmERRL

BN, BGE AR EQIZTELENA A ERRESHN ASR.

224 BARBRMY

RERANFRALATHREMARARESR 16 £i1E "', DRE—IEREK

15
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Ry, AETERERAEIEN BRI
EMESRFIRREERE NS RERATENEYEEIT IRRSER

i
A{

ERRBG—iE. BREEMELSRENPERRSEERNE ATRZ
SRENIRSERIEE, HPNAAREERSRAMINEMARIDME, HET
ERFNBELERETAERNSIRGEE . BEMRNARTMEIENRER,
SEHEESESFERRATEREM . BGE REFEF RN/ INEFEED
TR, AWEFAXERE, BGE 2RBEEERAXEYESIENERR

=R
EEZRSATHMENRE X MBEZEMXHINFNEZPILEIAN, )
ETFETEEHRRERERL. N EXE, WBERBITESRIEFRTHE

FEE, RAXEHRTEERIEMAXNKD, MERREAMAAEIRA, BGE &

l#

BEREAENRERAE. REREANFENIMERAAR DNA #iTieE, 4
BT TR TRMBORAEY DNA, AT BIR AN BE R BV IR P SLfR” 74
@ ARER, s, FEEENE XERUNBEMEY, BURERST
MMEY I REK, MBENMRENEEEREY, XXFTRNER, WxFE
ERATENTZRGHEMEEN M XURSNEHSAGNEEEEITE
HERRF M,

AHBEEHRRYE BBME AFREREYNERTFEERNAR
MEEFRM ., ET A ABERINRE, FA—EEMRT B AR, X2RHRIKY

ARFMRERPFEIRNEA.

16
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2.3 BURIRE

ARIE BGE F IR IERM. TAMMZEM, RNNEIERRRETR
FEUNEE, MBREPEEENGFERBNARE, BEREIASMESHE, &K
R E. HE. ERIHZESITERZ G—RESEMEE,

BGE £ RFELEAREIAE (Genomics Of Life Data Standard), iZiFER
THGE TIERR . SIRFHRRBRNES, HhEMAEENEBE T
AR By, A%, HEF 8 MUETE, BRIEEX T 6,626 MiET

(R 7 BIETEMN), HPhAZHH5 GA4GH HIBREHRERE, HibEiET
STRFFTHERER. ARRARENREM®.

FEHIEHAN BGE B, RASXMAAEIEHTEX TR LETHRE MR
IEH4EZE BGE SEXRGRMNNETE —BNEIETEX . A T HEFLRERE
F%EE, 1A BGE REMEIEARRIERB M XN FIRGUFIRIT T &
TR FHEETEENLEANRE NWRAFREERAEIENERE TR
AN, ARBIRETAEXANCEIENR/ NN | SR TRIERE—REIHEE
XEETITEARS | NAKERBETRRSGARALABHITEAES

Fs S BETEMERR 23R gz
1 HIRTTARIRFF Wi THEM
2 HIRTTRIR WAk THEM
3 BB TTARR ST ik THEM
4 Em BT R i THEM
5 FRIRSE BHEBIRETTIMRT ] i THEM
6 E—IRABHR TR ik THEM
7 SMNEREIRTTARIR ST i THEM
8 =Sk CrE R U i THEM
9 5| FEHEEBIR i THEM

17
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10 EERP ]k THEM!
11 hRA Wik rRBM
12 SEMANLA DI NABM
13 UEESISE S /S NREM
14 TEX K TEX IR THREM
15 REK DEBER DI rRBM
16 HIRTTEMNEIRXE DI ZHEM®
17 ETES FrtEn ik THREM!
17 HIETAVHE i THEM
19 TEHY DI NABM
20 FsEES FEMPIRZS Wik AREM
21 R DI NN

Table 6 HIETEM

18
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3. APl 5§ SDK

BGE FER—IMEBEUZREIEN (£) AFXEIETE, AREERERFAR
R, Kol RS AMESREN AP FEXEAAN (£) AF8dE HZE
SAEE. ETHARFE AP IREUWY (%) AFE0RE EARBIBERF. 12
B FHEEAITEFEBIEKMNERE. FRZFUT BT FARESREMAN AP €l
BIRACIEMN (£) MM, M
o GIRHYNHERMNLYIRAZUN R
°* GRFEENEFRNHERNERNYA
® GEHEREMEEIRNEXERNBNEENH
o ETHERTHNHZMENA, FF

BGE 7 & APl £/ SSL MY + OAuth 2.0 #RA4, #fR AP EIRELEH
TRWENAAFENE =T, FRETRBEWIE=TNA, HBERBF
PIRASWARER NN D ANSARRE.

% https://open.bge.genomics.cn I B[R ELZRR. Fla0 : =T APl 3k

FEBAI, EXE 'BGE A&RXA M REIFE .

19
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