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RATEaRF2 5 FeRR, ANSAFmRAENFREXTEENS

. AT,

2. HAHME
0.1 HEHAEETE BT & BKE K,
THRALHBERRANTL HRETA 5T ATHEK, HKATE R
NERBARBRSES, BEDHEOHLERRRAITHE (Fi) RE,
2.2 MEHEEERAMHTLHAER

2.2.1 BHFEEMH

EHFE X WA

Bakaid, 2RXFHA, REFAMEFHEE,

B R KR T B R R S5 B0 B AR AR AT B SR, DAL B
RRA R () REWEGH, (EEHL TG EKXET) L

E¥in#,
N ERBFHELET () RENBEHH L
(BGHRLFBAERKFE )
A5 A %&
CPU : E7-4809 v3 /E#: 2.0 GHz /CPU % =:
it 44/ WEZEA DDRA 2133MH/ A 7 326/ N &
T A& 3072G/F8 £ K A 10K RPM 6Gbps SAS #
Dell R930 \ 2
R % RS /EEKE: 1 300g/ R a £/
5 F# RAID 0. 1. 5/ HIKA.: T/WFEE:
Tk /HEHKE: 43D /EIEFHE.1100W
W+ FA % 4R X520 DP 10Gb DA/SFP+, +
12110726 2
1350 DP 1Gb LAAM, F% FF,CusKit
W& 32GB LRDIMM, 2133 MT/s, W7%|, x4 *
12110690 | 14
., CusKit
CPU : E5-2603 v3 /EJf: 1.6 GHz /CPU %k
1TH | Dell R430 | &: 2~/ WHF KA DDR4 2133MH/ & 16G/ W 1
SR F A& 384G/ FE 4 KA. 10K RPM 6Gbps SAS
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i WAFR AL /EEBE: 1 A 300g/ 5 H &
R % /EXFF RAIDO. 1. 5 /AIMEAR: /W FKE:
% Tk /HEHKE:2 D /EIEE 5500

16GB RDIMM, 2133 MT/s, M %|, x4 #
12110628 1

%, CusKit

PERC H830 RAID & BP £ 4X & A T4 & MD14XX ,
12110617 N 1
2GB NV & 7, ¥ &, CusKit

W A% FFR X520 DP 10Gb DA/SFP+, +
12110726 1
1350 DP 1Gb DAAM, FI% T +,CusKit

ZH B & W Enclosure T EEFEM),/ &
WA E: 2x1TB /FEHEGEEL 12/ BGEEE: X

ThE " ¥/ Eo¥E: 4/ FA: £ Dell
A \ OpenManage Storage Manager # 1, &# LL[F 2
/R MD1400 ‘
R % BEOFE AR 4 25 9 B 77 % Ao 4130 DAS 1B 7 2 — R |
2 kG, A 12 Gb B B0k & B AT
1t
12110715 | &% - U4 ®IJER T PowerVault MD 2
10TB 7. 2K RPM NLSAS 12Gbps 512e¢ 3.5 #~f
12125465 o 18
PIERELRE, EFEH
/R R %2 ALAE 2 KALAE 1
BEE | UPS ®JE | UPS B, 2400W & L+ 1
B, 16
B, AR 1
% 9 1

2.2.2 HAHEX

FERRERE 13 MM ER, RS AN mEEN
FHETEAZ. mdgl)FRBHEREFERR. EHAFFILA R
G, XFRUARFERERRG. ARETRERE AL, AR THA
TERG, PRAREEFENEER L, EREEFH XA EE
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ERERFGR., HXAFIWA ARG, BFHAEFAXLZETERA. #
FURBERMNITE R G, REXAERREIGONERLR S, BELX
HEWANKE R 5,

2.2.2. 1 mE N FHEETER G

222 L1 BEAGYME KR ABEE, TEALIERER . EMFRE.
ExEG. H¥BREFME. 2 WERES, ATH¥EENS N, TE
o, ERTTHRABAENEEALLE,

2.2.2.1.2 B ARG 43 & FH 7 BOE 09 E 48 5k DL (RS 8 8 1T 4
W T a8, B B B B 45 & £ % =15%.

2.2.2. 1.3 X THERE R, REKEER T H BN EE N FHEH
T Kk, B E <0. 12ms.

2.2.2.2 mBENF R HEREITHERR:

2.2.2. 2.1 ATHHAYmRENFHENTE, FXEHEHATHE T,
BEBEALERENTRETG. BEFRGEL, ELF7AE . KRAEN
FizkE. B reads WE G, XEERREBEHEBEITE. B
P X 3 2 R B4

2.2.2. 3 XELFFI A A 4

2.2.2.3. | ATXE¥mR N /FHEHTEFAFIILA, FitEEL
E, mEEEEE,

2.2.2.3. 2 BT FH| A LK BT R B reads LRE| S F X HAE F, FHE
BRI e R AL ek FHEE, XENFHEEBLE >
55%.

2.2.2.3.3 X THEE ik, &N FEHEEE®EE<I12h,

2.2.2. 4 EAHFH| K 747 R G

2.2.2.4. 1 AT E¥5#E &N FHEHT SNV £ 7 Indel 42 . complex
%% . Hotspot MERTLEEURAMARRT LR,

2,224 2 AT - RNFHEEHAL R, dHAFTREER, £
O 1% 7] B 28 B >95%, A > 1% B FA M R A B A <5%, cut of f 1A
0. 5%
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2.2.2.5 EFHAL FEBM A G

2.2.25. 1 ATHHA¥ R ENFHENFI R FHTERA TR, G
BEFORERNLE. TREAXAHNMERN. BERENMEL. &%
BEME R,

2.2.2.5. 2 AEREANFRELEE R L T mRA R 7 RN,
2.2.2.5.3 AERT A 2 AN EEAKEFHHAT F W26 4468 HGV
(www. hgvs. org) .

2.2.2.6 ZFE R T HEA TR G

2.2.2.6.1 fI T 558 SN 7 EE 077 K 2 H#HATERIETIE, B4
FHREHTERFN, FNANEFI FLEHEHFTREL, SHEHF
% reads #, K& reads #. REME . REME. #FFEE,
2.2.2.6.2 EEA TR ARG F, e L M REHTNFEERTRE,
& R R reads BN =205 MK R E HATRE reads M
W, R FAEREH reads M=5; MEE MR T HATHRE FE
HRAE, 4R R R R <30,

2.2.2.7 iR BB AT E L E R G

2.2.2.7.1 AT %5 E 8 0FHER T 7R 550 % R E R #E
JE R G BEAT 1R

2.2.2. T2 RABKEEFM, ATHEREARREE L BEREMUEER
WBIE, FEMEREELNENE, TEATHEEAPERER, £7E
R%EE R,

2.2.2.8 BAXR R EA K AR A S ERERR K

2.2.28 1 ITHNAEFHRENFHENEREIBREHTFHRERE, i
AR E AT B S AT B SR R 5

2.2.2.8 2 B R EQERE ML AWETFREN, Ealxh, Feky

%12 K . Chrom, start position, Position, Ref, VarAllele, Readsl,

Reads2, VarFreq, Strandsl, Strands2, Quall, Qual2, Pvalue, MapQuall,
MapQual2, ReadslPlus, ReadslMinus, Reads2Plus, Reads2Minus, Cons,

VarType, Depth %,
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2.2.2.8.3 RExAIRE AR RE ALK BIAFINE LA AL 2 E GBS
#9842 &, W Transcripts, Exon, DnaChange, ProChange, Region, DBs
np, Gene, ExonicEffect, cytoBand, genomicSuperDups, esp6500siv2
all, g2014oct _all, g2014oct afr, g2014oct _eas, g201l4oct eur, SIF
T score, SIFT pred,Polyphen2 HDIV score,Polyphen2 HDIV pred,Poly
phen2 HVAR score,Polyphen2 HVAR pred,LRT score,LRT pred,Mutation
Taster score,MutationTaster pred,MutationAssessor score,Mutation
Assessor_pred, FATHMM score, FATHMM pred, RadialSVM_score, Radia
1SVM pred, LR score, LR pred, VEST3 score, CADD raw, CADD phred,
phyloP100way vertebrate, SiPhy 29way logOdds %,

2.2.2. 9 B FHFFILA R 5

2.2.2.9. 1 ATHAFHFATmEENFREHATEFLAEN, K NCBI H
SETRFEHSHEFAFF|, BILFHI A LUK BT A B reads TR E &
FEAMA L, FREZFIN AR ERIEARER ENLE, LERN
Jr 44E 1B s b & =55%.

2.2.2.9.2 ATHREBE MR, & FINFH{EEEEER(E<4h,
2.2.2.10 R AXHA KL TR G:

2.2.2.10. 1 F T #4054 F 4 8 38 8 I 5 BO4E 447 2 [ 4E %, JA NCBI M
sE TGS ERHERA - EFER M, ETEEEBRXH, Hit
FNEEF M HRA LW reads M8k, FEIRRELNTFHEHMERKE
Xt R4 reads #EAT VI — 1, 1G4 FE &k FPRM .

2.2.2.10.2 Giit 2 FH £ &/ AR 89 FPKM E, 44 FT 8 # A& % FPKM & &
EHNT 1o EE AT,

2.2.2. 11 BRAERKZR MRS

2.2.2. 1. 1 ATHA¥#FATRENFRERTZRELE O, XA
FEET RN A ERREFANEEWN reads T HTEARFEZR X
B ERE; AT FPRMERRAEAAAN TR - EHNRERGERTLER,
2.2.2.11.2 2 HIH £ T reads & FPKM 8 3K 5 B9 72 A< [5] L A oF 2 3 1 8
(FC) =2 HGR W B EM (p) <0.05 WEERE, RER _FXEMHEN
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mAEREHES,
2.2.2. 12 B XA ZRREA I IERR G
2.2.2. 12. 1 AT A% FETEENFHIE £ 7 KA narker £ 7 #
TEENRE AW, BEXFFEFEEERNRA XA B REEE,
ETRLAAkk, FERERSTRELFNATHREEMESR, K
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