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EAER

— BIEAZR

FIN BT WA A R

—. BiEAERR

RN T Z X K A 2 U AR — B 116 5 ki T oK 2
5H. 6%

R S ki

RINTE WX EREHERERE 2 SHHBEATLE —FKX
111 R —1%



TR B PR

—.\ PRk

(—) EousE AR

ZEBRIE. RABRERR, L¥ 2% REKEZ5. BE
o, PEEHRA. Z2F2A. BREZA. BT 2 AMHENK
T (KRBT 1.0) 4 K.

(=) BT RIE

LR A B R B 2, A R AR ERA G T
WEIE; EFRAAETAARNKAEHBAERE, LAKX
HETHRE; WAEREUNFEHF A TENR, BLE S RE
A FTIR . T H W] A 3 3 T4 3R 5L IR R R TR 4 e Y ik
FoYlH; IR R REGS R REE I o 8 W F R R AR {4 (B R R N R ET
PRIE R 6 78 2 #64T IR 45 R G 89 A R 12 30 2 4 I 17
P T T AR T, PRAE I T AR A A MR AR P AR RO
ML 35 6] & RA0IZ 30 R G 1 508 M 4 1 T R A AL EE B A R
TEAFEERERRE BAEHNES . ANKXE. WA/
FRMRE. FENMBHTEANEENENEFR; BLRERS
RUENBIZTHENEMBRERN ETFRNEIA P ZEH
B R ML R B SRR R AR, R E AR R & E
KRR TR RANTIMER, BRERENSE LN
AT 5 e 3 AR IR 7 7 b 3 SR

_4_



(Z) EREREH

P R 3 A G F BOR B R SR AR AR B
F T AORIET A AR A oy A EAZ R (DNA) #4700
P U REZMH,. ZNEERR ENRTSERS & LEE
5 v BRSNS WK R B e L B AR A B AR A AT A
SR, ETRLLER 21 24, 18 24K, 13 Sk dE i
PRAR I, A BTN 2K 28 2 e 0 3 A K7

(W) &5

GenoCare 1600

(&) THRHE

F H M 7L (GenoCare 1600)  ( DL T ff AR A F X ) & F
DNA #3414 B3 M JF (Sequencing By Synthesis; SBS)4 1k B 2, &
IR AR M B o B IR R A A Ak, KT 1F 2| DNA 771,

G SR R Bt DNA MR R AT Romts A J5 78 3° Rom e £ —BL4
EWEZEREL, 58 L% EE AR EA EAN A 42
T — AN AR TOLERAR D E &4 S e E R,
T2 DNA R 6B th 1 il T4 30 180 — MR OF 2 W R A 708 B4
%% (' Total Internal Reflection Fluorescence Microscopy, TIRFM)#t4T
A%, BFEREANBEANTFFE (SCMOS) MR E XK AE
T3 R ER, B WY R BRROE AR IR . PR 2 L
HEAERAS, AT T8RN, wlhfHER, F—HEGREIER

WA AT AT, RGN AT I B, ZREER
_5_



EYME BT, HmERr R #AT T, W7o xt ey s R
XA,

= IGREIRRERE

(=) = eibhigts

1B, R % A &4 GB 4793.1-2007. GB 4793.9-2013. GB
4793.6-2008+ Y'Y 0648-2008 F1 GB 7247.1-2012 H#y F 5k

2. W FEZ: {54 GB/T 18268.1-2010 fo GB/T 18268.26-2010
B E K

3IE R F4 GB/T 14710-2009 A EIFE RIS 14, Hl
WINE T4 AT

(=) = &40 RAR SR ML AT 5T

LR

FHEZEIM B HEE. ZRDEHSEFE. PIRG RIS o
TRMRFHR, EREFFET BBRITH K.

2R 7 & G

RFEBBAER, ZEFRTNENEEEEE, WE
TS, AR T R R0 AR i F K R # R ARIE I B
PEAT T A BB A R & b BB T, 45 RO R 3 kT K Fe b
AT K

RHEAF RARI T F AR A TR, BT L
RABAER . NETFHNE. WFT 2R WHREIHR. X
> N



PR 3 v 8, 2 F gk R B M R AR AT, SR EFFE &
B HF K.

4R G

AT R E E n B A AT T #hik, JfEa
SE I 3 B (8] 48 AR VDA B Gt 00O R A L BB B AR G
RAFR L REHATIR, EREFAET BIKITE K.

S.REZR

Az R E R It E R TR A HAT Tk, R
KB X RO DO BB B #EAT R, R B R 6T G
Ko

6N AZ B R R A0 IR R R

MZE W FE R R T EHAT T H#Hk, JF R L xR
BHERMEEHERERITINR, ZRETHET R

T2 R

MAZAE W E R E E o A H#AT T thik, JFEE
SEE A XY 77 1432 50 F & B E B fu iz 5 o 6 B A2 A L AT
Ko ERETFFES BEITEKR.

B.ET RS

MNEHEHRATER. EESH SRR R TR, JFdE
SRR AHEER. REMEH#ATIRK, FREFFEST BIXIT
% K.

O BE AL 2K 1



T CEN BTN E 52 RN f (B R
P AEMBRTEERFENY HHEXER, & RNEARK
T EARGE R IR RAEAZCHEHAT T A Ao K,
ZR DA mRITTHE K.

(=) s R

LA A K A B9 B iE

FLE M FA (GenoCare 1600 ) FE4% X i 48 A+ A K A PEATAR I
DLZEJE T 35 B 100%89 FiK DNA A2 4 B 1E X kAL 26 B 400
R, FEENF L (GenoCare 1600) 4% 3 2.5ng WL F #2468
i & DNA R ARFHAT AN,

2. B I AT 5

(1) R A7 A e N B LR E K 5F & #AT
el el FERITFN AR EZELRERXSF RNERE
KOO oo 2R AET 99.0%)

(2) KA S GHITHN, N FEFHEHLMET 99.5%,
ERMEEXK,

(3) RA“WF X EFN R EZELRE X SF R Ek
A F 1L (GenoCare 1600) 347 M40, #% 35 7 7/ # % 7
02.50%-93.38% 6 B ; Mt 30X BE TN —HMEHEE 99.99%-
100.00% 3 Bl , 7 vE# R AT 99.5%, ERAEEK.

(4) @3t B _EFF - & <l 7 O a0 R i A AZ e
VBRERSH B HTFRARHNFERI M. ZHMF X



( GenoCare 1600 ) 77 AT 60, “FHiL& KF 35bp
B, W DUARIEEEFE MR AL (GenoCare 1600 ) 87 E#%

3G AR

(1) RA <P a6 F 0 F IR S R B K 5% 3 AT
B, FMRERAELZRN IR, EAUEERFTEEK.

(2) RAALSE BHTHRMN, FMIERPHEEZLN 3K
EEUSERMFEEK.

(3) XA SE R, K 20 X, FNFERNE. FEE
EARURA R R R BN 7 ERER, RUERHA RN
2. PEBEARAKAE®RZE GRS E RS, kIR
K

4.5 P & £ T PR

(1) ZAF%4 DNA HNE E RGBT : 3 /AT I
K4 DNA #ENEZATHRN, FRFHLL 3.0ng #L4EEE L EHA
DNA # N ER T K.

(2) GC &Ml L TRE#%: A F GC &' AFXEA
f BRI, BMERGANELSN 3 K, EREVAS GC 2
EM N R 80.00%, A& TR 8.00%.

(3) # AL ol BT IREEF R A B AN AR 7
H 20 L AR AR B R P A0 B A M R DRI R B ARV PR AL A R
— BT, B R R xS 4 DNA 842 U3 7 54 T TR 4
1.3Mb.



(4) e el RN ET RG-S F8E a8
T21. T18. T13 FARIEATMM, &I H 38 Am K 2L A7
L (GenoCare 1600 ) Xt [& i A th ] B9 A M g6 1. 55 R & WA Xt g
U3t 4K 4E B AT AR(T21. T18. TI3)3: % & th Al e 4 U T IR A4
30%.

(5) B L% DNA RKERMR R AR EZ N T21.
T18. T13 [EME AL 5F RatiTNl, MRS ELZLN 20
Koo B 95%IH HEAS 8 fa )L B DNA 3R A1 A & (AR
. R FURE LI E DNA WER RN 4%.

(6) K% DNA WKZMRAHER: 240 i KA AR PAT
2. WFAadr, BTN XERE . ARBEEAET 3.5M,
i B R AT A2 9 T 0 i )L e B R A AR U Y B 3 DNA
WETH, £REREKS DNAKRE TRA 0.155ng/uL.

5.0 B8 = A2 ) B A 5L

Rl A S B, 2 R R AR F K 37.1+0.4 bp,
WWE A 17.4+1.5Gb, RS BANF KA EE R (UFEK
AT 35bp fuiE = AT 8Gb) .

6.1 R A 3 E (NIPT) B9 5T

(1) MBI IEWOA R : HFEZAFELREAR, iR
W ¥ DNA WREB T Z#HATHAR, FRUAEBRER FIEER T
NIPT 5 ..

(2) R XRBLATT A AR 58 RAE MR, 24



T B AN E e R R BB AR EEERT RS R
(fzr&. Him=F. B2 % . EDTA f¢ Cell-Free DNABCT # %%
) xEF R A G R R . R AR U TE B A Y
RERFERRHREIMEESLRALS2FHONER. IR FEL
%K 40mg/dL. =8 4 1000mg/dL. 41 H 4 500mg/dL.
EDTA 4 150mg/dL. 77 Cell-Free DNA BCT Jtt 7|, 2%
e o SR

(3) NIPT BUH e REFEANIT: RALARIUTFEXHRE
WG RAEAR, S8 LTREET RHATHRAR, HEHEFEER.
A SR, RGE6% fu Kappa 24, SRFEEK,

7 A Y R IR M

2 i R S RN P BOR B W R AR G BAROR AR B
F T3 RE T A AR o AL EAZEZER (DNA) #E4T
JF. URMZARZN. ZNEERKR ENRTSEXS & LEE
5y A B AR IS WK R BB L S B AR A B R B o A A T
SR, A TRILEEMR 2] 4K, 18 24Kk, 13 Z4RMyE&E
AR, AT AL LFE AN TR AL T, M a8 R
HEZERZSHE (SNP) - ZEHERBEAD KL (Indel) fu £ R
BB (PolyN) .

(W) = A @R

g ARt T A RO E, I eI A AnaE A K 5,

3 AR R A R T



WA R EFE &, NG T &)™ 8 b F 3 &=
WK, R Z T B R B & AT A iR AR RO, A PRAE(E
JH A B %Al RS R o e A, BT A R 10
£ BELTERREIE, FhzRflFER.

(&) SREHR

P MR LA RAN AN BR, KABAST: 1.0, TERK
T 1.0 . HIEARE (BT B EE MR EE T R
B B SR, 2T T AR B3 A e B A AL A

RUETRERMARSHEH DA E N XYZ, EF X RFEXHE
WRRFER, EANEZ2ER; Y RT B BELRMFER,
B ELALEF; ZETMERREET fk T Wz,

HiE AMRIE (BT BRHE L 2FMEATER TR E
K, BRTWBLAHAXA, L% 5 NA WA NS
B, CEIWNEZAMN LN TE.

=\ IERIENERR

HAE AR T e R R IR, KA (B B RN EAR
T EY Ao Y Bl KR R e S R Y A K E R
B T e R AT, I AR IR IS ALY A AT K [ IR B A P R E R
o ] 8 A 2 [ B A P 20 4 fR i e Ao R X T A 4 R B, s IR T
KA E R REE LW REI e RIEE AW EF TREARAFE
iy 25 B P AL BGISEQ-500 ( [E /7 & M MHE 5 B AR E
20163402206 ) #HATH AT, I T E A i )L R R B R 21-
> &S



SR 18- Z4RAR 13- 244 T E .

s RIXIE FENZL 1087 41 A BUAEAR, FEFE 74 6l AL,
1013 Bl MR AR, B, ARG 63 f 21- =K%, 84
18-ZARM M, UK 36 13-Z4KMEH. ERARERET: ¥
o5 B EW o R MEFE RN 100% (95%CIL
95.06%~100%) , A EE K 100% (95%CL: 99:62%~100% ) ,
B2 A 100% (95%CT:99.65%~100% ) .

g LRTIR, W iE AR 20 H I PR 3 6645 7 A 7T B I R R AL B
TR AR ERRIE TR ESEK.

M. FFmZamREFE

P e R R £ E ks A

TRl R BT A RIET 2 am AR S # e LA EAR 21 Z 4K,
18 = 13 Z(Reh e BAEEA N, 5 g )Lt B8] 7= 403 fm —F o]
A By B

7 o e PR 2 R 4

Lz BRI R BT S E K2 & B E e kst
VWA B L R AR R R AT R, AT
Be LB R 21 =K. 18 Z4Kk. 13 (M ERE4eN, T/ F
AXLEHARMNFRALNF . BEEEHEAERER S &S
M (SNP) . HHBIHE AR % (Indel) £ K EMFE (PolyN)
BN, AEF SRS FRNEEER. EFUKRTHAE
W PUER.
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2UNBEAEFEERARE. ANEL RS ELER
A8 JEFBRES TR Z AT FURS.
b T Rl KR 2 A A



SZETHIrER

REHE HIRAE = LB B BEM, %27 5B TH
A N . IR ANEMEREAFEIATER, KE (B
TaEmREEEELA) (EFHFRAYF 680 F) . (ENBMEM
CHEAEY) (REXERABEEEELRA 2014F%45) &
M= EIT BMEMN G AN E, A3 HE AR M R
HAT RGN, BVOETIEM.
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