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HICHEIL: Jiang T, Yang L, Jiang H, et al. High-performance single-chip exon capture allows accurate whole exome sequencing using the Illumina Genome Analyzer.
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2.3 2 FAMNE TN )T TS RS

TG P b o 4 A N 23 R 2 3R AT S0, AE
SEEGHUESE T 4 A Illumina Genome Analyzer HEAT
SNP %55 K5/ . — 8k, e HE T B R4 R
3 A I N — SR 99.9% . Xt T —
ANHTHTARA NS, FEREASE R 4K T Fag 1Ak 2
THIRBAKVEAL SNP %52 (HERGTE. Har, @ik
SOAPsnp" Y #h 5t F i SR I 3 B i 22 T YH AR
T —BUFA, S50 YH FEP 4 55 H A .
VKK 32387638(95%) A1 2 — SOk ) JE DA Y
i Q20 H2k, v 32350665 [FIFE i Q20 Hh4k
) YH R — R R A =S, 78 YH SRR
5 YH AP 8RS B AT 1568(4.8x107)
AL ATF(GR 4). ALEIE = —SER Y], YH
AN I T Ao BT B AR TORE A 0 S R R S I R, AT
EHGINR/NIR 2.

F YH A 74— 7 415 NCBI36 AKZ
YA, LRI 19972 ANEAE K iR SNP.
DL YH SEPRZ— 80 e oI A Spnitl, YH 4G4l
SNP 145 195 /N & i 25X (Overcalls), YH %5 [K 41 SNP
A 1323 AME R H (Undercalls), ®ZE Q20 F,
P SNP 2 22 %4 0.97 % A B PE A 6.27 % AR 9]
PE. XU T IRV R BN T AR/ B . H S 4b
B R ARSI R B A Ly, X S gk —
Ak ) AR AT e BT 2R A R AN R R R 55 7
FIBETE A, 8 T4 3R 5 2 2% 7 90 AR [ 1) S5 4 3
K. 5% FHItL, —845 SNP U H B £ (1) X 15
P SRR ET oy 428, R 2K 11X 34 P41,

h T W DN VR 6 SNP 78 6 i FIURS 55 () 5,
i L Al ECAS [0 3000 3 3% 58 1035 0 3 4, T R 1 7 v
Rl SNP. WU 7R 5 (35 i 24535 SNP (14
e, dEszdg W, BEEE IR EE 3G n, SNP H)
BERG RSk T A3 TE. A2 KM 11 A5 0 73 3 B2 1,
AR F] 65% = i YH SNP, ‘AT (RS ff i T ik
91%. SNP il fr) 4 AU 5 L Choi 2% A 216 0 (1 22

4 YHHEBTHESEEHAXL Y

&1, BE65%L 50%. B B AR R I IR DR A e B
M, [ERE, YH 4SRN YH N4 B AR K

TR FRORE A 5 52 PR T P R

i) i GATK!™ 1 Dindel" #4448 YH b
B SE ER AR N BL . &, R GATK
JPEFRE] 1128 AN/, T 98 M T 4mid) 741l
i Dindel &I 1130 4, 167 M T4t X (% 5). 1
NS DES H AN [T B DAL A PR R AR A S R AN [

24 DAEEASSEH AP BEAE AR AL A B 4 A 3R
X HEAN A T AL ORI BT T Y DNA =20k
20 pg, XA HES FRAIA ik AE R L HUEA /b i DNA
BRI REA N . Uk, XPHEAN LR DNA
FEAS I e A S QLB i sh " R A3 R 4
¥ (WGA)$ A W # YH DNA, JfH itk WGA
DNA JRAA S AL, I WGA DNA H A X 5k (1) 0]
JPRFEFEIT 12 1%, 7 555N 86.4%. 1K LU [RIFE I 3
FER VARG WGA B AR AL PR 93.8% 7 o & TR,
TREE VR B A th 3R B, HLHABARME —H, oA
ANFFE FRARRE Y 26 9). 7F Q20 4R N, WGA J&
— M P SNP iR R B 1.73%1 R BH P 20
9.9% KR 2, T WGA #h i TAIEFES AT K
P 2. SRIM, 45 K5 5E a0 4h L, T HA /b
I N4 DNA B 223 e = 2 2% 5.

3 i

AT BEARR T — AR 7 B A A NS P 4L A
RFEAA LR 2H G (GW AR IT I AR, S i (R 7
VR T I PR B A A AR A 1B A B 4L AT
P, XIS, IS4k A T — MR
H O PR Ty 1K, x4 b B 74X
SRIEAT TREET P Az 0 b AR G el T

YH /MR T4

A 17 y v B2

SRR HOM ref. HOM mut. HET e I

HOM ref. 32329370 6 189 32329565 6.03x10°°

YH JEH41 HOM mut. 29 8413 1 8453 470x10°
HET 1294 39 11314 12647 1.05x10"!

a) HOM ref AR LK 5 NCBI36 A2 LK 41AH[A); HOM mut.f8& NCBI36 (441 HET REXME T
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HMR T SR BOR IR AL S L W i R v w] e 5 |
AN MEAEI PR 2. AR EOR R W], Bk al m )y
GUSEAN 1 X S PR R e e A, Ul A AR D
MR X 4751, BARE G+C & IX P HI ] fg s
AR RE P A BT 2K, AR ZHH AR XIS, 7
U P R P ISR LU 25 25 3 1) 39 S o A 1, DA R AE
BRI HE KPR B S . A, AR5 W DA
ANPEAS R g A B D AR, S s B ik

(10T e

SEHT, KZH GWAS WFFTHHL Fr e 1k, X H
AEJE T EIAT 10 SNP $df 2 (1 dbSNPs)!™!, #Rifi, it
— NN A 5 DR A 1) v o R T S D e
BRI 38T SNP, X SE K i 5 41 dbSNPsP. iX
VLA A VF 2 AE A R AR ok B R B0 SNP. ] L,
B0 N FH 2] GWAS BIF5E— MR 2 1 SR BR gl 4E T
B A 2B SRR A SNP, [fjiX4t SNP K1 n] fEik 3|
IREE A2 E . R A B A 7 VL AT RS
SNP KR4, 45 R SR T8 GWAS #F5THh Xt
A AR AN B R AT H bR = ]
AetE. HARAEZAS R 5 I\ T 1R/NME GC w22 23t
T8 IE, AH 7 6 10 H bR DX = RS B2 1Y) SNP
HB 3 W% 25 N4 50 5 B2 73 . GWAS WF9¢ HR AR
B — R I PR . A Sz a0 Kl o, WA
AFEPRZLY 3G 7T LK & BRAR XA A DNA &1
Ko AR H T A SRR ALY 3G oaT B G LN BT 38 e 1 2,
DL BB 5 I\ 45 5%, SRR a5
W g AR B 2 S A B .

Wk, #E4 A0 7 21 F 0 e b A A A 8 sk
L By b N P 2810 8 2 DL ) o 88 K 9 0 ) 80 2
IO RI L R 2 W) L. ARSI IG S IAAE 50 1 P
T A Al Sk 7 VR AT A B AL E R, CAURAE
TN T AT Y 10 DR PO, AR S s ] W S T 200 451
NN B P EMN 7, %0 3K B A EE R X g0
fith A e, L S o e T O 5 L e AR, R
—, K R AN RO — A AR A 45 A
(147 5 5 K o] 6 A A 5 9 1) TR IR . > i ATE 48
o, CE AR AL T I SR T B K A 4 Ah 4]
WP IR B REUE S . ) 8 I X R v I
A moRS . SNP. AT 9% 7] B A2 48 4 St 1~ 28 )
FFAE I R 5T P gk — 25 N

i REEIIAE KK EFF R Lars Bolund #3#% . 2 # st fodf] 7 b R TAESRE69 4 1.

e E PN
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