ZIES: CQZ2000825
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5 A & SRYITEEEYREERAT
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Efr s AR EIER L
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EAER

—. BRIBEAZR

FA T LA A A R

=\ BIEAERR

BN T Z WX K A3 A — B 116 5 Rk #E T KB 2
5H. 64

=\ it

FINTE WX EFHEERE 72 SHHEAATLE —FRX
111 R —1%



TR PR

—. PRk

(—) FEousE MR LR

ZEREIR. RABFERA. LFRA. RAER G RHE
. NHEERHZRA 2258, BEZS. BT RGMENK
T (RATHRARG:1.0) 4.

(=) BRI

LR A SR B 2 I, Al R AR ERA G T
WGEIR;, LFRARTAARARABMAGEEE, SHAKX
HETHRE; RAEZREUNFE A TEXNR, #EHRE
K95 F7 IR T B W A 3 T 3 O X 92 IR R R A TR 4L [ Y A
FoYl e R R RS R IR 08 W F R R AR (B R RN IR
PRIE R RORL 6 7o 64T IR 45 R 00 B R 452 38 0 4 734 7
AT AN BR L, PRI TR A A MR AR R R A
VL35 6] & RA0IZ 30 R G S 50 & M S 1 W L A AL B R
TEAFEEGRERRE BAEHNES . ANKE. WA/
FRMRE. FEMBHTERNEENINER; HEZES
RUNBIZITHENEMBIRRN, ETFANEIA X BN
B R, ML B SRR R DA, I AR R R & E
WKL ERE TR RENTIMER, BRERENSE LN
VAT P 7 be xd i AR IR 7 b xS

_4_



(Z) ERiEALE

P b R 3 A G T BOR R R SR G BAR R AR B
F T3 RIET A AR oy AL EAZHEZ B (DNA) #4700
P Ul ZEEZM. ZNEERER ENRTSERS & LEE
5y v BRSNS IR R B e L B AR 3 B AR AR AT SO
SR, (A TRLEEER 21 =4, 18 24K, 13 =k dE i
AR, AR TN K2 FE 2 B 7 3 A K7

(m) #5

GenoCare 1600

(&) THR%E

F M 7 A (GenoCare 1600) (DL ] AR U 74X ) % F
DNA #3443 M JF (Sequencing By Synthesis, SBS)4 1h B 22, &
IR AR M B Fn s E R WAk, AT 2 DNA 741,

G K B DNA AR AT Ko 6 A J5 72 3> Rosm e b — BUfe
EHEZEREL, 58 L% EE 65 RFEA B AN 4 2
B — AN AR TR ID N E &4 S B R,
T DNA R 6B th 18 il T & 30 180y — MR OF L & W R 3 708 B4R
4% ( Total Internal Reflection Fluorescence Microscopy, TIRFM)#4T
A%, BFEREAE BRI FE (SCMOS) HHLREX MG
TR EGR, B F W XBRROCAR IR, KA S
AP AR, HATT 8RR, wlhfER, F—HEGREIER

R HAT N, KRR E AN NFEET I B Z2HELET
- 5 -



EYE BT, HmERr R s T, W7o ey sER
X,

= IsKREIRRERE

(—) st A84F

1 A %A 54 GB 4793.1-2007. GB 4793.9-2013. GB
4793.6-2008. YY 0648-2008 F1 GB 7247.1-2012 H# B 5k;

2. W FE R 54 GB/T 18268.1-2010 f1 GB/T 18268.26-2010
B & K

3R £4 GB/T 14710-2009 A EFE RIS 14, Hl
WINIE T4 AT

(=) o ta AR M AR AT

1AL

FHEZEIM N BFE. ZRLERHF PR RITE o
TRARFH, ERETAET BITITFXK.

2RAEF R A

R BmBAER, ZHFRTNENEEEEE, KE
TMEE, AR TR AR 8 F R A R REIFE
AT T AR R KA A R R G R, RO R T AR TR R A Mk
IR B R

TEAXF RARIF F AR EH R AT R, BT EH
RABKER. NRFHNE. WFTZR. WHRELIHER. X
Pl



AEAL 4 o] 2= A B M R IR AT, B RE R E S
BT H K.

4R G

GRS R E Eon B AT T #hik, A
SE I X B (Bl 48 AR VAR R Gt 0O A A R R 5] ARG
BAN R B E AT, ERETAE BITITHE K.

S.RER A

g EER I T n S u A #T Tk, R
LI X R RORE R E #AT K, BRETAE &
Ko

6N =] R A0 B IR R R

ﬁﬁ&ﬁ%%i%%%ﬁ%&ﬁ?%ﬁ,%ﬁﬁ%%ﬁ%ﬁ
R MEERERERBTNR, ZRESHES R

TZZ R AR

AZAEHR W EE R I E E n A #AT TR, JFEE
SEI A XY 77 132 50 & B A e fniz 2 F 6
R, HERETFFET BT HE K,

B.ET RS

MNEHEHRATE R, RS H LR R TR, JFEL
SEWmARA AHER. REMEH#ATIRK, EREFFE BXIT
% K.

O. A1



W CEY BB E M BN E AR DY Ao (BT B
P AEMBERTERFENY HXER, HERNEARK
TR ARGEE . IR AR HE AT T A A0 K,
ER BTG BIITE K.

(=) FhBefr

LA A K A B9 3o ol

FLE M A ( GenoCare 1600 ) 8645 X i 48 A A< K A PR ATAR I
DLZE JE T 35 B 100%H9 3R ik DNA A2 46 B 1E X J (kAL 26 B 400
PR, ZEEIF L (GenoCare 1600) #6443 2.5ng WL F #2468
i & DNA B ARFAT R,

2 AT 5T

(L) R R 7O 87 0 R B L E K5 & AT
e, e F LRI AR ERREXSF RN ERE
KOO 7 = AT 99.0%)

(2) KA S GHATHN, I FEFHEHLET 99.5%,
BERMFEEXK,

(3) RA W7 CERFN R EZEZRE X 5F R axk
A F AL (GenoCare 1600) 3474, #2357 7| A £ &
92.50%-93.38%% B ; Mt 30X BE TN —HMEHEE 99.99%-
100.00% 3 Bl , 7 E# R AT 99.5%, ERAAEEK.

(4) Fth B EFF - & <l 7 (O 60 R B Az e
YBRERSH B HTARARHNFER>H. ZHIMF K



(GenoCare 1600 ) 77 1l FH 8 A KT 60, FHiK KF 35bp
i, F AR IEZE R AL (GenoCare 1600 ) Ul 7 v 4 .

SRR

C1) SR I AU BEF 0 B IR BB R B K 5% AT
R, FMRERAELZRN IR, EEUEERTEEXK.

(2) RASNSFE BHTHRMN, FIERPHEELN 3 K
EEUERTEEK.

(3) XA SE R, WK 20 X, FNFERNE. FEE
EARLE AR R Z BN r R E 5, Ml 86 2R304 B X
. AEBEARUALERRZEGAESE RS, #EkITE
Ko

4.4 6 BT R

(1) ZEF%4 DNA fA®' ETIREFRI: A F AT 2
K4 DNA #NEZATHN, ZFRFFAL 3.0ng R1EEEHFLHA
DNA # N ER M T K.

(2) GC &Ml E TR %E: A F GC &' AKXEL
fBREATRIN, BAMERSAELLN 3 Kk, EREVM GC &
4N _ER G 80.00%, AT A 8.00%.

(3) # 4L el BT IREHF R A B AN AR 7
Hy 4 0 7% PR A Y VE R T A B A A O DA IR BRI T AL AR
— BT 5T, B R KWL 4 DNA 42 UL R E 4 T IR A
1.3Mb.



(4) #E el £ T REGFFR: 38U F 8a bl 1
T21. T18. TI3 HARBATMM, EILA H R34 kBN 2 H N7
L (GenoCare 1600 ) X7 [&] 8 A th ] B9 A 66 A7 55 R & WA Xt g
L e AR AE B A AR(T21. T18. TI3)53: % s & th il e 46 U T R A4
30%.

(5) Fa )L % DNA RKERMB K. A FEREZEH T21.
T18. T13 [ 5F RatiTll, FMFERL A EELZLN 20
Ko P 95%IH HEAS = 0 e )L B DNA 3R A1 4 & (AR i
PR, R KU R )L B DNA W EH MR A 4%.

(6) KF8 DNA WKEZR M RAGHFR: X2 M RHAT
2. WFAandr, BTN XERE. ARBEEET 3.5M,
o Hh 55 RAT A2 9 10 40 0 i )L B AR A AR U B B8 3 DNA
WE T, %REREHKSDNAKRE TRA 0.155ng/uL.

5.0 BRYE T E AR e A 5L

R A e 2 L 1% 2R U R A F K 37.140.4 bp,
WWE A 17.4+1.5Gb, i 25 m R K e E sk (K
AT 35bp fuiE = KT 8Gb) .

6.1 R A 3 E (NIPT) E9AF 5T

(1) ZBREBT A5 B Z A A M R AR, X 2
W ¥ DNA WRB T Z#HATHAR, FRNALBRRI T EERT
NIPT B H .

(2) R XRBLAnT A AR5 R KA, oA



T B AN e e R R BBEAREEER TR K
(M. HiB=F. H2%. EDTA f¢ Cell-Free DNA BCT #i%#
) X FRR A 5 R % . 8RRV A 8 W T8 B 41 Y 3
RERFEMRFRIMEELRALS2FHONER. DR FEL
% A 40mg/dL. HidE =4 1000mg/dL. M 41E H 4 500mg/dL.
EDTA 4 150mg/dL. 7 Cell-Free DNA BCT Jt 7 f, 2%
e o £ R

(3) NIPT U E s R A H 5% : RALARIUTFEXRE
G RAEAR, S8 LWEET RHATLRAR, HEHEFEER,
HHEMFEE. &4F6%F M Kappa 740, ZRGEEK.

7 AL E R TR

P R S R BOR B W R AR G BARR AR BN
F T3 RIE T A A AR o A EAZEZER (DNA) #4700
JF. UM REZN. ZNEERKREXRTSEXSG & LEE
5y L B AR I 5 WK R B AL 3 B AR A B R B3 o AT 1R T
SR, R TRILEER 2] 4K, 18 =4k, 13 ZiRkHyIE&E
AR, FHTALLFEEAH N TR AL T, Ma TR
HEZHERZSHE (SNP) - ZEHERAEAL K (Indel) f1 £ K
BB (PolyN) .

(W) =& ZHf @R

g ARt T A ZUOR B I d, I BRI A pnaE A K T

7 i AR R A T



WA R EF L, NG T &)™ 0 bR %=
WA, B RZ T B R B & AT A e iR A ROUR, A RIE(E
A 0 Al KSR A e s, BT AR 10
£, BEATERBRIE, FEzhflFER.

(&) RHHR

PR 2 EAN A B R, RABRAST: 1.0, TERK
T 1001 o HIFEARE (BT BMRKEE MR Z5E 5 E DY
Y BESR, P2 T AR AU Fo B A 4 LU 7 A

RETERARTH =R XYZ, Hf X k7B
WARGER, EANEZLEN; Y 2 TRMEBELRMFER,
B ELALAER, ZRTMERXRMEEH fk sz,

HiEAMRIE C(ETBRWEL2FMEARATER TR E
K, BRTWBLAHA XA, L5 NA WA RS
7B, BEMLMEZAN LN FE.

=\ IeRVEMNERR

FIE AR T R RB TR, KA (BT B RN EA
TR Ao (Y B R R e 5 Y A K ERT
B T lE RS . e RIRIEAAG A H LK F [ IR B 43 R E R
] 8 A o B Ao 20 4 R 4 B A g X A 4 R, e R T
AAERTREE LT REINEREREMESF TEARAFE
Hy 25 B P AL BGISEQ-500 ( [E /7 & M EME 5 B AR
20163402206 ) #AT T, KI T E A i )L R R BER 21-
&



SR 18-ZARAE 13-Z AR T .

s RIXIFENLL 1087 41 BUrFAR, FHEFE 74 G AL,
1013 Bl AR, Ho, FEFREHE 63 6] 21- =K%, 8 f
18-Z4RMEME, VLK 36 13-Z4KMEH. ERARERET: ¥
Fimhg o EwF & EFEFRA 100% (95%CL
95.06%~100% ) » TAMEHFEEH 100% (95%CL: 99.62%~100%) ,
B A 100% (95%CT: 99.65%~100% ) .

g ERTIR, WIE AR A I PR e 6645 B A T B I R R AL
ZA AR ERRE TS EK.

M. FFmZamREFIE

P e KRR £ E ks A

MR LR T xRIE T2 A m AR 0 e LR EK 21 Z4K.
18 =4k, 13 Z(Rey EBAE AN, 5 e L&y BB 7= 43 fm — o]
A By B

P o e R R A

Lz B E R ERRTE E K2 & b A R s
VWA B L R BRI E TR R AR, AT
Be Ltk 21 =4k, 18 =K. 13 Z4RBy RN, FHT
ANKLHEHARNF AL - BEEEHE A TR S &
M (SNP) « HHBIHE AR % (Indel) F0Z FEMH®B (PolyN)
AN AEFSRAE RN EEER. ERUKRTHAR
EFWTUER.

_ oy



BRI ERAGL AN T L PRSRAES
B85 FEFBRAS P HTREZA T T URE.
G b TR R 2 AT L



SZEHIER

AWRITE AFAE = KB BT mEM, ¥ ANEM

ik

A 7R

=L

KRB EIATER, KIE (ETERUESHELAY (H%
F 680 F) . KENEMEMEELEY (RERE R R
THEEESY204FF 45 ) FHRETEREZNESHRENE,

2 34 i ASR B A B RS EEAT R SR, VR TIEM.
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