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mPR N 6

ikl 1% FR

1 EHSKIE

AARE AU L7 B K R R TR T 2 Rl 2 B R A 0 0 T ) 7 i (R 2D 2 A
R SIRRFEFT” (2023YFC2705600) 2535 H i A5

2025 4 05 H, ZESkg B A 5 HOK 2= I 10 7= R B v w163 A 25 2 3 A8 AR A AT
T HI .

AARE AR A AR BRI R I BB WL K 2 B 5 Bt I g 1 P R R Bt
AR R M B AL R A= B B . DU K2R 58 b | AR B A2 g A E R 2R}
LRI AIERL . BT CRF AR E R AR R S REHE A RA A 8 KA, HAl
Z 5 G ARG SN R 2228 = B EERE . DU agh tdle . DO NRRERE . i
wILEHOER. sMEE - ANRER. RWAERRYE —WEER . &R0 a2 R AR
HERERE AR F MR R — BB I AL RERE . R 5E T A4 R @R 1308 a4 R g
B WA AL AR . TLPE R EAhfRERE BB RSB —WEER. R H R X EY)
PRABRE A B A K 2% it e i ot = Bt PR BH AT S R R Bt « % Fig T A Sl PR AR T3 T S BR Bt
FFETTHETER . 8 SO Agh AR B K225 — B BE B 545 45 K AT,

2 REFNTHERMER

AR E AN O RN EER R GRER, 2% ~4%00E ™ ) LA AR
15%~25% 1 1 25 SR 2 H B AR VR i, HL rp e € A S R PR R Dy e )8

2 &R

BT REARSNE G ) LI DNA B Al it S BOR CAERERIGE] 7T 2 IR, N
Jeto AR B AR A AT A A BT B, 2023 4R SEE R 2 54 %% 2 (American
College of Medical Genetics and Genomics, ACMG) fEHKARIFRR S, 58 ZIE BN FTA
BHDSUIRIE IR AT G )L 21 =48, 18 =AKH 13 =ARB LB~ A&, MIE LS iiE
AT, IRV O AR AR ) LIt e R SR B AR O O BT A . AR, ol R
AT A o) Qe AR R R R R S AR TR A7 [ 9, JRIBWFE Im RS 248 SR/, %
AT HB 3 G Ok S B A AR AEA I AE B P EAS S O BRBE, JCHRRT 13 =K, MEge ik 5 Al
HB43 7N BERGER 2R/ B B SR A BRI (P BHAPE FI{E. (positive predictive value, PPV) 3.
BT 24N AR G PRI FCUESE, 2023 4 ACMG FRRIAUR 22q11.2 SRREREAER T A
FEHT IR AL 25 tH SR AR P HERE , BB ASHERE T HAd AT o] Y2 (445 D127 7 (copy number variation,
CNV) JFRIHE, JF HARW M B D AH IS IR 2 N 2



LRI 25 B R R A 1%, W2 S EUH A SR E R, 2 E a5 AR A
AR . b, S SR SRR o5 A B R R IR 53%. 60% ~80% 1] 5k 14 FL 3 PR 97 42 Fh 7 K
AR TS RIAER B KL R S R Rz —, TS R e S B SR AR AR
PG . AR, SORFER>40 5 BRERFER>35 5, AU B AT & KR K
AT RAR R GRS S R T R R AT PR R Y, 2 AR R 4 0 S T B

bt W B AR 1R R e i B v 208 I e ARSI B 1 R G i A S AR e P R R R 1) [ 28
TR=ariRE (BLURERR “NIPT2.07), JEEIGRBIFN, 45k s BAG B Z MG R
15

AIRIE R, NIPT2.0 BAR & WA SRR, £ (Nature Medicine (H%A « [&
FO) b BRI —IULLE KB 289 B bR AR 2 RO TR TEIGIRIF L, AR T4
A X e AR i (R T AT, NIPT2.0 FEAKE B A 5 B8 R 5 e ok S (R B g N T B
FEEUR ML AR T R RIS T 60.7%. fENAIIL G IR/ i B 3 7m IR ) LA i i
KB 22889, NIPT2.0 A4 PPV M 40.7% 3¢ = E 85.4%. NIPT2.0 °] AFE AL BE 4 [ FfiG L
THAL T RS VA o T L i R R 2B SO ok 6 75 O A R I 1 AR R B AN A s e
AT S IR YL A S B LR, NIPT2.0 GRS 70 B8 R 2 B i 1 A RA ) LR s 1 XU
H Wl IR B R

N T EITE NIPT2.0 MIIGIR I, R ES RIE 28 F R Mg a2kl R kA T Coi—
ATCAN = BT 2 AR NIPT2.0 I R R S0 & SR 3L [HRAR R 22 i 5 44 78, 2024, 41(10).].
SRMHE VRO, H AT NIPT2.0 B oA S Kb AT bR, HICEPRbRAE, B2 A0 N 1 2
FFEHE T B T KILIR R AT Sk 20 BRI 1) 5GTE, NIPT2.0 )87 F Aok
2, SRR HE AT IS — .

e EE L 2 A E B R MR A RIER Ak, BRNZ K aekitoss, it
AR B ARG RGBT 18 AR Z T 3R, 5ER T AARAEREE S, DUIA BTG R
FH NIPT2.0 BEARK) H ) o APRAE AT NIPT2.0 JE G B A BB S M E, 74504
ANE P AMZ AT bR HEZS o BhAh, AFRIEXT T NIPT2.0 76 5 4 4 r7s i v 4 B A fe
S P

3 IREEBREFITIERITR

A FRUE R E TAERIW T

2025 4F 02 H — 2025 4205 H, RiEAER. | 2RSS TAEH LXK ot, |72
FIESR bR A1) R DRI, W20 0 b o 20 1) (10 5 D AR o AR 9 25 . 2025 4 05 H,
lf1) H ] 3 A 2 2 3R AT B AR AE ST T i . 2025 42 05 H 18 H, HA TR HEHSE 31 M. B
BIX . BEET 53 KEALZ 5B HEL K0 2, 66 Art FRILTHH 79 WA=
W

2025 4£ 06 H, M. HEB LA A E T FARARAE VP 2, SERROCZINTEH, &
FRATIRREE ASIE R . 2025 4F 12 A, BUS LI E .

2025 4E 06 H — 2025 4F 07 H, BE. dmtiltriE e, TAEH S TS TR Bk
BEERITIEATRR.

2025 4£ 07 H — 2026 03 H, AJF 4-6 IRTAEH S, JIAZm TAERRE, X n)
BATHIER, VRS TT R WA, 787870 75 JE AR N 2 )5 TE A SK B DL Fs A il 1 BR

2026 4 04 H, {ERER. MKIEHEBHE F o mtb 2 A Ko AR Z L. XHEER &

2



WHHAT IR, STt AL S, XAREAE SR B WA AT B0, TERE TR

2026 7 05 H, SeibnE R AFIIE.

2026 4 05 H, HFLFRI 2, WU BT (BN HRAE SR WD AR
W R B, T REETS.

2026 4F 06 H, HAREE . [ EEL =i AR R &1k, SRS R 1,
BHIFH AW, TEREHES R,

2026 4F 06 H, WIEHAEELFARHZE LT MEEK, FHERE.

4 FRERSIRIE AR

AFSHEAZ IR GB/T 1.1—2020 (hrEAL ARSI 28 1 8870 ARSI 1 S5 F AT E SR
Y FRLRE

AARUERT & (PR NRIEAEARAEAL )« CBIAPRAEE BERLE )« (L AR vEAL 255D
(Ligmseht (BUAPEEERE) INE) K (40 MG L 2 DNA 7 i ifi & 512 W
FARBIEY (HTIpELK (2016) 45 5) SE7EMH AURIES T & 2K

AFSHERI G S SR . (1) S5 E A AR VAL SREIVERRHERIARSCER, (2)
BRERETT I, AR TSR AER D NHES B R A, (3) TTil. W A-F.
W —BG (D RS AR BoREEE, i a .

5 FREHIEBR

ASCAFRLE T BT 2210 51 A 197 B DNA PR G 1A 57t 1M 1k 8 58 TR () 2 T 617 1 97
A (NIPT2.00 HRAEMmARN I H, A8 H ARG A 015 T ARSI A, fdk
PRI S PR A CRLAERMERBHE B PSS SR BAS I RIS A R 04 T B 5
PN RN RS 8L S R BE T baAs . BORHE B 5 B0 IR S R H R B K .
ASCAFFTIE “NIPT2.080R " 24 B AT DL ZEEARFAE I [RID 0 A R ) LA e € pA 7t 5 A0 G
B PRI RO s A F) — "8 2 i A R A A A AR, 3l 3 ] — oy ik AT /) — Ok sie e H
AT — KT o

ARG 5T 210 50 A M B DNARI AR J LA LR E B A A . Tl R R S A 2
BRI DR [ 2 J6 B 7 i 975 2 AGr

6 IEEXR

PR OIR AL AR T T E 2R, AR UM RS I iSRS A8 2 A s Rl e, R
CLIE I T H AR B o A A HEAT

7 ARERERAE

7.1 Bir&ERB

S A TR I B RO AR A e Jim SR B 3 PRI R R S IR IR R AT AR
XX PR HEAT I &, REMS SR AL BB A B USRAE R, RN BT o B I 0 2 50T
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NI 5 2 ARV T

——REHRIERER: HARRREDRAS 21 ZMAEAIE. 18 LA MER 13 =ik
HAE. ARG ) L AR B AR AR FE S5 4 7 B (VEWLFRHE 5.2, 3R 1o RISk
Su, ANEREBANREER, 58— WmAN ek,
—— R AERNEREEZESIE: S T/GDPMAA 0004—2020 F & ks, HlE B brgm
IZNNARAE, 12 Bl WA RZEAAE (FEARAE 5.3, R 2) MIXT ARG, FR™E, H
DRI 70 5 3 0 () SR TR A WA, H AT B AR RAUE B L NIPT R s ey, BN B AR I
WS . RIBAEA M X (region of homozygosity, ROH), FRAEEABHAIGIRE X, EHA
T

— SR ERRR: HERE AR RO R RAEE (NG, M E S, 2
B P RO A VG B AR AR« RO OC AR IR A 7 VAN B b R AT AR
BPESE o ELAR S0 5 RN RO (B AT IR 2 s AN BB R R S R AG R AR
IR IR0 o RIS I 25 SR B T AR g R 3, R R IHE R, R EHC
BIEYE, o028 13 K R H S8R 39F0 Bk LRI (VE ILRRUES.4, 3R3) XN E 2,
HAAN B AR I AR S

=
é]?

2

7.2 MBS S MFAE N ETE 1

7.2.1 IsRERSEE

——iER AR AKIGE T2 N 1270 B UL E RS AR TR, Sl A Ak 52 8 -
JEIGFEHE (IVF-ET) J5 2R IR R A8 32 2 FF i I gR A 00 o 38 B AR 0 A A 42 J) A 1240~
2276 i,

— BB AR AMEBHZENER NEE, Y HRR MR )L E 49 R ig ik 3
T ARAG I PR BRIy, G 45 SR AR HER T FE R, [z, DUIARGIN AOAS HE L ARFH SR . R IR 4%
BIE I NFAEAERLEE SRRSO 8% e B AT =i Wit iE . G Wb
6.1.2)

—PNERAE: A EEENAOR TR, o] 68 5 om g5 B U, sidih ok
W AT = RTZ W . G WARTEE 6.1.3)

7.2.2 KNAETEE

L7873 B WU I 10, IR T 2 N 22 30 NIPT2.0 FAS&E FHYE L R BR P AN I /5 T e
MIBR AR, 20 KSR AR T8 70 RIS RO AT 32 T~ REAT B Gk $%

—— NG TR NS BRAE S 2 S B SR SR A, HERHIT 2 IR 1
J& T3 PN

—— VRN RN A A KR R AR AR S AR BRSO A DA L A
Ik~ B RN RIPRAE S AR S RS S o I T R i 35 4% W5 R T T PR AR -
L5 AR A 8 SR BEAT P B2 Wi DA R b B o B2 s R A I 45 SRR LI S S WIS 75 e A
BRAG LR R AT RENE, 2 N %I BEAT Jim 2 ) H A RTAS 2

——NERIRRYE, SRR RIS R R OV WARHE 6.2.2.3);

—— N R R RSN AL

—— N RE, BRI B RRE  HAE R S SR BEAT BE U
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—— R, TR LR
—— AR FS A AT, 1128000 J S0 I 0 O ) 5 R0 A5 )
AL

7.2.3 WNRFRMANBREREE
FUFE 7RSI FH 3 BT R ) 55 LR i R S 2
7.3 BEET SRR

FE RSB A W R KA M Je ) T ad o DR o 4 LR A ) B R DR R R

——NIPT2.0 #¥& 15 HAaf il IPFZA U I (pathogenic, P) B¢ ] BEEUW Y (likely
pathogenic, LP) (785, Mk

—— XTI R, 1% ACMG SRR F AT A e EOw 1 7328, TFZC0N P B LP 1
AR, n] DA, AR S PEONIR R B AN B ) (variant of uncertain significance, VUS )
ATRE R (likely benign, LB) M EYER (benign, B) K148 55

——XTVEHCN P B LP, HAR w8 A7 i R 2R 0 2 v T e J LR FE HE S B iR R 2% & Tt
JHFE I I AR TR IR BB AR S (WK T 3 MriEZ), R i) RefA A B,
NG A RS IEE, FRAT P2 A2 W e LIS 0L

——X TN P B LP AR AL i, BT R —RIME R BESE BT 4001, $2H DNA J5
HEATAH R R M AGHIE s a0 R AR N5 R R R A G AL R, WG LA 50% KR, 374
VOERTZ WAL LR R A an SR AR N B4R EL ik &, G LEAAAE —E X, B
g6 FARIING ) LI Z00809 52 A1 AR S 40 1) PS5 R 41E, PR IG ) LS89 PR XU, B S 1307 AT 2 T

——E W% ACMG HENEPF VUS 73384857, nRG2 6 N H Z WIFHN VUS 19425
TEAE R il 6 N H FUGER|, NERHAT R R R SLIeE N G2 FRHARA
AR PHIVESE B, B DR A o A — Btk

7.4 FREEH

SRERHIEIR. £REREBFHIER. NEHEMIIELERNSIT RS FREAMER
BRBAMLER . JHQML MARAR B BIE ST RAEIHE RIS SEME TR K.

B, O A AR A K

—— Qe AR AR R 21 SRR SRR R AME T 95%, I8 = MRLR G AER R AR T
85%, 13=ARLEAIER HBEAMKT70%; 21 =ARZREME. 18— ARLEAME. 13 =MREEEGEME
HIREIEREAET0.5%; EABHEMNEAMET50% (SEETpE8hK (2016) 455) .
Sl H A e AR AR A A A R R T 90%; R A BHPER AT T0.5%; &AM
HAET50%.

—— PO ARFR R R A AE . B ARG AR R SR B AR R AR R MK T70%; A1
FHMER AR T0.5%; 26 FHMETIEAMET40%.

—— R ER . H AR R SRR R I A RIS T-80% s A IR FH I AN 51 T-0.5%:
B A FHEBIE AT 50%.

——FH TR VAL DNAJT S 4% AN A5 A% S5 b AR Ji R 32 Rl AR ) 2 I e AN i 5% (5
HRE Pk (2016) 45%5)

7.5 HERSTAR



XA AR (K EE AR UE , BN HENERRRREEE. HERR
MERGRRNEE . IREEEE IS 2R,

B, O R T R IR T LA PR R -

—— R A Rt S M W AMEIRY “CRIBE T, SR LB H bRk
T I RSB, (BT ANHERRAG LB AT RENE , L4438 € I ARG I F) 25 SR BEAT W PR R 5K
AATIABE B A IR LR GOl AR A S L e A A .

—— R R S5 R AL W R AT B S, R EE RITRIG I Lo (BN AR
B O AR RGO REAT /40D, BEEAT A NPEF TS W, IR 12 W 4 Rt AT g 1%
75 A R RS

7.6 BINRIR

xR AN BN S A R R T BEAEAE SRR R i A . LA et fk =
R PG RE  HAR M E LA E. BHE CNV. LOH SRRy & 1 B IR DR o 485 75 2
S ER

7.7 N EIEE A RBE

X S ARG XU A1 7 PR A 5 3 0 2 v DXL AT oy RO A% 530 i e R T80 Y 7 5 A8
ERo

7.7.1 RERKERSHELEE

——JC W BRI &5 S A0 ART, SRR RTINS AT B AR B . LE A BT AR LIRS I 45
DAL I IRAS B G, 55 2Rl g 5 . AH R 2T 4 it DL S mT e 1) S SRA I I H .
TR AL B pR LA A DG T Y R MR R B I 2 RS2 TE

— XIS B P R LB R S R W VR AR A IR B S SO R IR R BR G ) L
HIATReME . A H bR A e 5 A A& B0, IR JLATREAAAE NIPT2.0 H ARG 2 S
AR, W SRS B A I ) AT R BT PR RIS

—— iSRRI &5 RSB N R A= RIS Wi 45 R, BER Z e Fe i b AT I SR 0 R /T
R AT, FRARHE I ARAS U 1 5 SR BEAT IR PR PSR o B 5 R A U TC v B AR AT I L R Got 75
AR BIR

——% AN AEENG ) LR A B s WIS AR (78 73 (R 4259 I o o 15 75 2E AT
FEN )77 B2 T

—— MR NIPT2.0 fE7E R PR, R Bt 45 SR AN e 78 4kt 5

7.7.2 fESNEREHIELEE

—— AL S SRR KU, NRRIE AN 21, (A AR R SR AR S A A
PEHTZ W, AR S5 R L S AR RO HE . AR NIPT2.0 Al s XU 25 514
H E AR R AR A AL B

—— NIRRT RTIZ W BT, U= K 2 R BT i K SRR S, T R BT IR A SRR A
RARRE s e FLAR LR 5 MRS SRR .

——NONRRE FEASCRE, SRR B TR AT REMIE T, S (1) FHLFERTZ WL
5¢ NIPT2.0 G B 45 RO BBAYE, MIRT4RSUEYgR, FFias AT 2 d; (2 X4/ aiis
Wiz # (BIPE, BEZRE IR JLIEETL, WL (™ B . RBtE. 2.
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HEAH SR A S FOR AR B IAVRIT T R4, Jras & HA AR e a5 3, o (Hk 84k
SEAER CEONGRZHE AR, WU R A BRI IR S R .

— XA G RO G R S v R, R S LG AT R B B 1) 7 T2
W7 v LG e AR AZ B AT G B ARTRE 51 43 BT (chromosomal microarray analysis, CMA) .
H [ 2H #5 DUACR S5 ¥ (copy number variation sequencing, CNV-seq). ¢ JFE AL 24 58

(fluorescence in situ hybridization, FISH). 2% HZEHAREH 1Y (multiple ligation-dependent
probe amplification, MLPA) HI%)t5E & PCR 55 H J5 SE ) 18 4% M) .

— X TR G RN NG LR SRR DR XU, BRERA N TRy P B LP 1)
DRIAR S 577 5, TR 80 B () 77 B2 W 77 v (45 Sanger Wl 7844217 (whole exome
sequencing, WES) o WENf, W& A2 Wl A FARIE AT K Rkl fillfig ) LA
SRR, DLAHIMOZ SR . A2k E (BT, fERE SR N A
553 LHFIEPHR AT RERET, M E FHRK.

—— X TRE VPN P B LP BIBRE CNV [, B 7 XS Ia LS T = /iz Wi sk, mreesnts
FRAE DL, ShELZR A A0 ] o B0 33047 AH SR 2 1

—— NI NIPT2.0 f7-7E R BRE, 5 BH 445 AN B 56 4 8 4 o

7.7.3 RELMERBET

——BEUT N BRI HRRIBE UK R, VTGRS, R UL G L AR R RIS L. BE VAL
i LB AA PRI A5 e R ml U5, BRI T RGO A Z i, BTARNE
o R 57 BT EGE . SEP S SERRAFEEIREE R, A2 A eIl H AR i LA
MBI A28 AR S ™« SERG BV IBAR IS W2 RN N UEURES R B RE DT A 2%

—— RV 18] B DI [A] SR SEAS U 45 2R 0 B BOEEAT o et ARG 85 RS AE A 75 A HJiE RAR
B D7 44 81 B2 W R R S R R 2R ATERD 5 m RS AE RBNAE R At e 1~3 4
FORIERIN 255D BEY7# ™ TS Mg R s XK GPRTS W R S48t 7>
WRED MM IR 45 R NAEAR Lo W e 128 CRRAE RS I 22 Ja 550D BE VT EEdREE R, ELRE
Zhf )L WA 15

—— el A LRI 3 A BRI TR P BRI AR, H SRR A H ARG T AR
BRE . RStk BHPETIONE AN YT TG &5 X K2 A 4R bR

7.8 frA. BREESHIENFE

KBV T2 ST ORAF RN R A5, 7 B2 W LA 97 D ORAEAS I F 33 S50 — BB Aar TR £
T ORAF AL PR RS T SIS S AR A DB S BRI AR A . AR A5 B BURH SR AR
HARRBAD> T34,

IR MAARA . DNAFEAR S FE-T0°C UL R RAF A T-34F, kb0 S 2 Rfl .

BRI AR 27 A% ORI 2 A e AL, B St S2 der (5 8, RIS Mt R f5 B 2 4 Al
Bl N AT 2 g A, RS T BERG B . TR I IR AG A A% O Bl R AE B2 A T
34,



8 IRERGEAFWIE

X A v B BOR SR R A RGBT R 7 A e, B I AE 2 R BT LA T
NIPT2.04= JuAe P RE Y0 I S B0 0] SR AR 7 R 2 AT IAIE , JE R NIPT2. 0 BE 1k I PRAJT ST 5
B TR AREEAT IR, LR ) 2 14 20 e PR IS PR AR AT S8 0IE , LA ORASARHE ) AT AT 1k

8. 1 XML AR AF RIIIE

BRI B8, AbrdE e T3 (JLGB/T 1.1-2020, 4.2) , HirEXT%
SR Gt A S AR Sk e B R R 38 A5 (R 25 JE B0 7 i 0 2 I RS P 75 HE bR g ) H 110002,
bR R TR ARFRE, BV 6] H GO AE RS ST R e, MERAEHK
(JLGB/T 1.1-2020, 5.3.3) ; #&MBArHEN A, Abrdig T GMARREIRME
BIPDASE 24 17 S AR SR At P SR U L 7 ) MR 4E S TRIEE & A DG Wl B (ILGBY/T
1.1-2020, 4.2) .

EARAARAEFARICARE, FEAE LA T IR  Ye ik i A M B R DR 54995 [R5 TE 1)
PRI A (NIPT2.0) 7 [SEIGTG SN EFENEE, (HASRAERFTAR LRI “ImPR N 7 #52 FH
GENIPT2.05L 505 B i FETF IR, BRIk, A Db B Yt S AN I P B R DR T A0 )25 T )
FERTIE A (SIS AR T VE AR G AT RIE .

8.1.1 SEWBARFAFWIERR
8.1.1.1 #hk

£ =X B A _E BT AT RENIPT2.0 i AR SR U BOR T R A PERE IR AIE,  DARA PR ELWT AT
PEAIT] L

FEBRE K BT WU R 0449 LN AR 5 AU ) [ BPERE AR, 58 UL SR i BSDNASEHX . SCPEHY
HL RS LS EALEESCIS P R, XTNIPT2.0 4 i Re SEI R AR Tk 2 AT P g
BRI o

8.1.1.2 SEIgHHR

a) IRFF: AN MU LR DNA et AR B4 Rl S A0 o I DRI A K77 &
CRE[A R B PR A FNIER R RBA R AR izl &
RSB AR AT 3R H bn Qe AR AT BIE D XISFK) DNA FP 9 R4 & ik By, 4
TUAT LA R ™ B AR R 0 G AR AR B AR SRR . B BB R AR, S
LY xR LSRR AL 10 R AR BRI . 13 ML AR SR AR S 64
AR 92 b i M B R RIS AR R IR R A (3 R R AARHEHERE IO 0 HARBRD

b) A R 64 B ORI AR RA A EIBIEREA (B0 64 BIMIEFEA, B 32 Bl
FEASRT 32 BIAMEF=4) 5 X NIPT2.0 it SR Ie BRI ik d AT TR0 AE, o
I SEAEAS TR SRR A T A Y Y, IR A AR AR 70 500 1.8mL, ARFES
ToH i, L R > eng LLENEHRS, FFE A& RS R

8.1.1.3 LIGRITEXKFREETH

a) SEURIRAR: &M (SR LI DNA JetufRIRREARA L ook JC A0 B L DR
ARSI ) R R0 A - e R 0 335 D 0 W 3 ) X oA 24 e ) AL SRR A E AT 10 2 DNA



SRM . SRR
kAT ERLI A

AR A SIMEE AP IR, SR RIME Y CGEf) —

b)  FREES: SAP IR RUE NEAT AR B S H], BTSRRI AR 1 R E))R
Fbnite, FASLRPIRITAS S A% 5 7 PTET R — 0 SERR ERAE
F1 EARSITHIRMAIERR
BRISHTS |[RIEXR |RITHRE AR EFRAEZEKAT N SRELAFE e
cfDNA #2 [$2HUS# |0.3ng/uL <RI E LRI <0.3ng/uL, S FTHEEL
Hy [ < Ing/uL MPRIR > Ing/ul, N FEAT SRS HL K 56
E, #CHBR&H, N R IE E H R
il
SR (FIERISC | SCFEREE =16.Tng/uL | SR <16.7ng/uL BISCEFEF= 2 <
E RIS 2= 8 =500ng  |500ng, S 5 PE
SCFEZRAS RIS (15ng/WL<CFEIRFE | SCEEWRE <15ng/pL, NEHidEAT SCPE 44
EHEIN 3 <44ng/ul. HHIR
SCEEMREE >44ng/ul, HERR S0 S TR A
J& AT 4k
SERE (PR MY PR R > eng | MEFEY PR R <éng, NEHTIAME
EHLIF |[DNB =4 |8ng/uL <DNB F=#i |DNB F=#)ik B <8ng/uL, L E#ii] %%
J <40ng/uL DNB;
DNB ;=4 & >40ng/uL, NAHFEE
20ng/uL J5 14
FARHRIE |PAEERIRE T | RAIEIEEEE 7 <400MB B Q30<
=1 | =400MB H 85%, N EFr EALIFF
K Q30  |Q30=85%
8.1.1.4 R RINELEILHIE

KA RBERE A FFINIPT2. 04 S5 5R, 5 CRIRIAR R R HEAT LU o 64451 (] B4
A, BT HI TR, VL. DNA SRR AN SR SRR AR SR R S R IR A S, S
REGH O FRM B, WZX PRI IE SR .

HAE = KAL) ERIBES AL T R RO BRI IE SR 30 4, MINIPT2.0SE 90 BOAR 7 ik 2756
BGiEuRe

8.1.2 SLIFARFEFIEIUIER

FER BORSEM B I RHE R AR A S RAERE « DY) 1K 22 A 78 55 — B2 e AR 4 75 1
4= S AL 0 S 6 % A5 VY SR BRI T LML 3 ST € 1 NIPT2.0- 4R SE I H R T VA M e RiE, 1k
REJCIE AR 7 VE WL AF 1I~PR 140 DU KBRS T LA Pk RERAIE S AR o i

8.1.3 SLIFARFEFIEUELEIL

VU 57 2 7 MR P R B IE S 58 34038 0, BINTPT2.052 501 R 7 VE 245 il i, 1FSENIPT2.0
SRS R AR T vk B A AT AT MR AT S



8. 2 ¥ B2 HIIEFRaY I IE

AFRUERIS.1ET, S E PIMALE (2016) 455 (FLUA4ME LG )L B DNA M B 77
T LM ARITE) M T/GDPMAA 0004—2020 (FET- 2440 41 J& I 37 % B DN A i &30
B~ FT I 0 ) LR R AR B AR E) il 7 NIPT2.0IG R R (4 53 S il 8 AR, BFE %
H bR P IS R R A4S 2 BB PER . PHMETOME A R IR I Sk B, &5
FEGIE T A PR A AT AT 1

8.2.1 FREFEFIRIFEIES R

IS AT RE R IR R T, X A bR 7 B2 R Fa An BEAT D7 2 BRI

TP PRAVE 7E R F IRINDPT2. 09 B A I BEAR T3, T 1 ASAR AR ) 280 H AR
Wio BGRRAL “ 221041 A MR ) LiiF B DNA- et AR BEAZ AR | i SR M S 35 DR Ao DIk 7
CERJA k-l ) 7 (R ZREHERAFD

TR PN PRATE 7 PO e PR S FH IACRE i A P 0 L A 00 TSR f7 25 R AT 00 45940
I DA AR SR TR O AR T RN A BRI R A i S BE VT BRAS
PORHE B S8R RAASE, TS AR EREOREK .

AT PE I PRATE TE R HOR B Lt 17

NIPT2.0

EEE
TEIEAA

------- =TT
________________ 1

B )

EBRH—HA

=20

[T = | |

TR
FReE) L2
[[arEmH | |
[ [ i | |
HEGHT CNV-Seq —
REHIE CREHH /WES
a5 ) (REER)

SRS A
—ETHESG

BRI ST
it BAHPENESFREE

E1  NIPT2. OBREMEIG R R I AL E

AERERNEFRERE AL RELESNAM, SRR EDNAREA, RAINIPT2.0
BOARXS Qe AR AR R AR 1AL Tl ok LA K S P B DR AT i A N o o 28 IR A 0 P s e 42
BEAT B e 45 R O e UG A/ BRINTPT2. 0B AR B 45 R i WU, T (1) 42 3LA % Ml
RTT REAT IO WIS W PR, REEEKERA, dfuidrmit Rt ontr, BH
BEATRA TR, BRPRA AR T2 R (20 FHATHIA RIEYREE R, WERER

PR (3) FHRWIEE W, RN AT IR, WHCSRWRHERE U 45 R sk
10



M2 AN AT A USRS B 7 10058 2E ) LA IVAARAS o X 2R K2R KBS SR AR« =414
JF s ML/ A LA A AR AR, $RUZIR G, HEATHERIZH 4% DIECE 5P (CNV-seq) BL—fRl
JP AR (WES) 8557 i —Fh Bl 2 Fho 1L 22500

FENIPT2.05 A i £ 45 H 5 7= 2 Wi sl 15 (0] b 77245 AT L, PRATNIPT2.05 R
X DL R AR B AL Al SR R S M R R O AN P I PR R R A L I R
B RPR TR MERREE . BHPETTIAE . I T B0 2 W 26 56 82 LI PR S FH 48 A, DA
NIPT2.0FE A PR B FH (1 =) BR AN R AN E S, S UE A br e ST S B B &
PR

8.2.2 [REEFIEIRIIELER

202352 H £20254F9 H N ISS12B1FEA, TFRE T NIPT2.0R7BEVEIRIRIE 5T . W T 45
T L2 e B BE PRI PRI 7R B bE B g sy CILFRAS)

20232 AF202569F | FENMES51265) |
BIRFEAL33901
o MSMR257H5] (4.66%)
+ M. B ESXEEF7H
+ Wha. Bia. HE0. IFPIOEREAIANR1 045
» +  BB)LfONAB S SIREAIATRS 641
o BOEIALH
+ BHACNV39H)
- Hit (MEERE. S TEERES) 56
! o FREHER3EH)
| SRS 17361 \
ERAEES I PERSESHT I HRRFHH
¥ A 4 ¥ A 4 L 3 Y
PRIEEER1126) TRt ER5061 6 PRt R6H] IRMEESERS 1674 PSR 3061 FRIHEAER51434)
- FpBE198%I + FIRBE505941 - RpEEAf) + FIFRMES1674) - RpEH2541 + FIRBMES51434)
- fREEYE1461 * {REEtE24 « fREEtE24) « {REBEtES
o 47XYY
o 47XXX
EpatE24, NIPT
Plus 38125 45 5l
IR EMANER,
Sizmnee,
)L B HEFLE

B2 NIPT2. OBTREM IGRITFREE R

K OGS P i PRI FE 8 SRS AR s o B4 i i b 2 M B AT X L, AR s A 7 25 0
PERESE RAEHFT S, W2,

R2 RAMEMIERAIRERS AR ERELFIEFSEIREAXEL

AR * b NEiL% 35 4523 I'% |eiEMIEK | —REFS
EE | KBEEfREREIESIENE ESER ; " Plus B |fIZEEREL | AHREE
hiil = ROER R b4

Z;é " 21 “AREEA R H % =95% | =95% | =95% | 100.00% fFE

11



AE AR kER 4523 'R |[BIEMIGK BREHE
WEE | ARG FREREIESITENR | HES B s Plus Hl |WiT4RELS | AFREE
T B BROER ® K

|8t
GN 18 ZARZEAAEAS &R >85% | =85% | =85% | 100.00% ey
13 ZARZEAAER R =70% | =70% | =70% | 100.00% ey
ZIUE AR E AR FA
$J i 2l <0.5% | <0.5% | <0.5% | 0.14% e
I = AR A B T
R = =50% | =50% | =50% | 9028% | 4
e
A E AR Ak
Hji WAEREEEEN | o0 | | | og00% v
A58 HARAE BT R E AR
<05% | — S 0.28% 7
IS'E]‘I‘%% () () 'TTI:I
o3 (et A TH
HB‘B AR E AN >50% L L 87.50% o
P TR
SRR ER NG i
bf;"‘ REUES o =70% | —— | =70% | 100.00% | %4
8.1.2
/fh@‘ *\‘ﬂhé 2l I[P
- e RIRRBHBERRE SR | 00 | o5 | ooan | e
R [ FHTER
ZEEBAE
H br G AR ER 2 5 A FH
: >40% | —— | =30% | 66.67% v
PE T ° ° N
013 Hir R E AR H R | =80% S S 100.00% ey
FAFEA]
I H b B35 DR 2 AR FH 14
PR RRERE S <05% | — | — 0.10% ity

357
2

12




p.NFi}7.3 AREER .. T& |AEEMIEK 2REFNES
45 3L

RS | ARBRERBISHER | ES%E g |Plus A Mot aELE | AtREE
hiil B RER ® R
1B [R5 2 A BH 1
A
8.1.4
Rl PRl PR E S <5% <5% <5% 4.66% Gy
&
e oao 45 53 ETEMASK (2016) 455 (ZRESMNEIMLG ) LIFE DNA PRI & 512
W e R )

b. J7Z Plus Bkx: T/GDPMAA 0004—2020  (JET-Zoie M & I 20 55 DNA 7= 8 5]
TG H 5 A AR ) LR R 20 SR B vE )

8.2.3 RERFIEIREIELEIL

NIPT2.0R7HE VLI I 7T (11 BE 45 R 1F G AR B AE 1 o A H R R 2R, IR A
PR 1) o B R B 1) 2 st B R4 & BEE A R AT 1

FiAh, HHEVENR RO FT R RIS AR, 0458 i P38 FH Y BBl AL i R0 1 25 R AT 0 i
A BRI AR R L PR T AR A R REANREL A s i AR
AL BRHE S SEHRE RS, BIRF S AR HERIBORER . NIPT2.0 A BE P Il PRI 7T BE 08
WA e I BT R A5 2R, AT € R UE W AS A vHE X Wi P L FH A SO EESR B ) 2
PEAIAT AT

8. 3 ¥fllfa PR R A SR A2 AV IS IE
8.3.1 IGKKAREWIESR

FVET S A bR AE A 2 OGN R AR O E N, Wit BEOFHEME/K3E (Delphi) 1
5, FHS4E E LI5S0 BT AU A AT % 50 i i /R FEVE AT R 2

X i) B TN 2, B IR1E70% B 5] LU i A SR HERE = L, B UGZ TN A IR S
it

/D3R T 50 % ) R be s H 4 o) i L I EE IR F20 %6 N 2, N HERE R L, AR
LERENBEBIT G, WARKIEET,

KTF50% B [E LB A Iy 2%, WIS -
8.3.2 ImKR FRIZWIEITXI

THRITF20265E5 H RAT5ERK A etk St .
O B 2670 N 25 B R 2T 1) 35

13



9 REEMRIMRERR
E EArAaghk (2016) 455 ZEA4MNE MR )L DNA PRI & 512 BrEoR S
T/GDPMAA 0004—2020 ﬁ%%ﬂ%ﬂmﬂW%DNAmﬁ%MP%@#w; ahrL
PRI 2B B AR A o
10 5SHEXMIUTEERE. ZHMEREMHERRENXR
ARBRUERF & IRAT I TR 1) e A P R
11 EXDEERHLIBE T FKE
T o
12 tEEARRRELTRER

HAT, BEEEAMACEZIAME AR M7 bR st AR R iESE, d BC AS bR AR
NPEAHEFE b, FFIZ0 AT ML N 8

13 HthELURA

T

14



Mtk 1 EEXFMBEA~BER NIPT2. 0 B M EEWIERS

8 B RZM B ar=RHER
NIPT2. 0 3 B R &

R4FR:  Zuash ARG LI DNA Jefafhdri ik,
PR AR R R RNRANE R ERN )
MRS 64 WR/E

WHAFN: Bk

2024 %08 A 07 H

15



16

-~

I'N

1= I 1
1 - 1
R - < 1
RS S 1
B B B 2
R B R B B et s 3
L R . e e e e 3
. R L i 3
. TR L i 1
T 2 4
5. Make DNB A0 Lottt 4
B L T . o e 5
T3 9



—. RIEEK

SE BRI 7 125 DNA S0, SCPER . A2 a3k BB LA R P AL S5 s A0 U,
& NTPT2. 0 T H S i fe s G LR A {SCHEAT PR R S IE -

=, BIFNE
1. %t&

BRI ARR: FAS MG LR DNA Bt AR ik, Pl de R ok R
S R IR E I
WA H: B R Z R B A A

2. R

Za MR AR R b G LS DNA BB, HESh T TC 6 R A R AR R R
HimARM A (Lo et al., 1997) . B7)LHFE DNA PRGN LA SRR SE R A B,
R b 3 et SR P38 2 R 00 i, AT ot J L P RS P A P 0 1 DR
BATARAR AGUIIR . ZEAR I ch, sl AR I i SR BB DNA EA TR
WfEEL, 16 DNA i BrdimiE s & o T AR Abr st ik, Mt syl
A A R4 DNA SCHE. SR R Rt i) DNA SCHE ShRic A BRI DNA &
BEPRENIEAT A, WIS IRET EANIBERRIT ) DNA B, MG, INEEE
ARSI, HiPk LIRS AR A BRI ST MR -DNA B
A8 ST i AN B 0 5 A R R S i R 2 B A DX el A R e
BT, F9FE R IR R P A SR SO P . Wl S e AR RIS 1K) DNA SRR
AR I TE BRI DNA, B E TR EACK R R DNA AT
W R =4 DNA #pKER. SR, b R4 DNA GKERIEIT DNA iz k
T PRI RORE, KR PUR AN [E] ) 98 005 5 B DA B R IS i DNA 3. ARt
7 A FH PR AR il R B b e (AN B[R X I DNA e B 4 & i TR BE T e
el o] LA 3 pl ™ A AR s A i AR R A R SR B R TR,
SCEL TG LA R L ep 10 B e B R S A 9 L 13 b R R TR £R A IE R 64
ANEER] 92 P 21 B B PR 97 1) T 2

17
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3. FEERER

HE& 32 Bl FEA (VLA 1) 02 b P24 PP861 1 PP862, 4l S84IE 4=
TR LR P4, Jorh Mg RE A R PR MERE AR S ML B A LR 1
2 FEAR P REAC R 4 50A 1. SmL, RSN, Fibr= 47 &4 50A 23, 52ng Fl

16. 63ng, FF& A EER.

F 1 MIEFEAFE
F5 HRRS AR HAR (ul) Bl

1 2380195B1P0 i 4 1.8 FtE
2 2380184B1P0 g 1.8 Bt
3 2380179B1P0 13 1.8 [ 1
4 2380161B1P0 g4 1.8 [1ZRE3
5 2380154B1P0 i3 1.8 iR ¢4
6 2380150B1P0 Jilik:4 1.8 Bt
7 2380130B1P0 1fi 3¢ 1.8 [EjRES
8 2380115B1P0 ik 4 1.8 B 4
9 2380216B1P0 I3 1.8 [
10 2380186B1P0 ik 4 1.8 BIE
11 2380178B1P0 iR 4 1.8 Bt
12 2380163B1P0 ik 74 1.8 3R ¢
13 2380159B1P0 ifn. %% 1.8 [E

COL11A1
14 2380956B1P0 I3 1.8 (NM_001854.4) :c. 4582G2A,

p. G1y15285er (VUS)

15 2381277B1PO Jli%:"4 1.8 T21 (Z{H:17.8)
16 2380006B1P0 I3 1.8 Bt
17 2380113B1P0 3 1.8 BTE
18 2380105B1P0 ik 4 1.8 [1ERE3
19 2380256B1P0 3 1.8 [Eikes
20 2380102B1P0 ifn 4% 1.8 [
21 2380097B1P0 Jlil%"4 1.8 iR ¢4

CHDT:
22 2381091B1P0 3 1.8 (NM_017780.4) :c.8571_8572

del, p.Ser2860Hisfs*8

23 2381172B1P0 g 1.8 T21 (Z{f:12.2)
24 2484266B1P0 3 1.8 5pl15 del (Z{f:-10.8)
25 2380157B1P0 M3 1.8 [Eifes
26 2380111B1P0O Jli:"4 1.8 Bt




27 2380230B1P0 JiliE:4 1.8 Bt
28 2380104B1P0 1fiL 3 1.8 A 1
29 2380099B1P0 3 1.8 [Eikes
30 2380088B1P0 Jli%:"4 1.8 Pt
31 2380048B1P0 I3 1.8 Bt
32 2380042B1P0 ik 4 1.8 BItE

=, LRRERERESR
1. SEWHRE

el (Za 0 A UG JLU 25 DNA B o fhll S AL el S 00 8 B A i i
A& GEmmR-SlE D W) AR PR 32 PR A A7 I B DNA
PRHL. SCHER ., AAERIRUA R, 5 4h 2 SREMEFE T — SO0 A i BRI
Fro BEA SRR BB A i JE T HET R — 2

2. SCEEMIEESR

R R RATR, 32 ] ML R A 5 =500ng, & BRI
PR =500ng, RPEEN, SCHERIEEIT.

2 LIRS RER

F5 | #E&HS | WRE (ng/ul) | WHAR (ul) | CEFR (ng) | REA
1 2380195B1P0 40.8 32 1305. 6 =
2 2380184B1PO 77.8 32 2489. 6 P
3 2380179B1PO 81.6 32 2611.2 =
4 2380161B1PO 36. 4 32 1164. 8 &
5 2380956B1P0 55. 6 32 1779. 2 &
6 2380154B1PO 91 32 2912 2=
7 2380150B1P0 78 32 2496 i
8 2380130B1PO 87.8 32 2809. 6 P
9 2380115B1P0 82.2 32 2630. 4 i
10 2380216B1PO 70.2 32 2246.4 &
11 2380186B1PO 74.2 32 2374. 4 =
12 2380178B1PO 81.8 32 2617.6 &
13 2380163B1P0 65. 8 32 2105. 6 &
14 2380159B1PO 41.6 32 1331. 2 P
15 2381277B1PO 49.4 32 1580. 8 72
16 2380006B1PO 61.6 32 1971. 2 i
17 2380113B1PO 7.8 32 2489. 6 P
18 2380105B1PO 69 32 2208 P

19



20

19 2381091B1PO 34 32 1088 &
20 2380256B1P0 30. 8 32 985. 6 p3
21 2380102B1P0 62. 4 32 1996. 8 i
22 2380097B1PO 94.2 32 3014. 4 P
23 2381172B1P0 56. 8 32 1817.6 f 3
24 2380157B1PO 7.8 32 2489. 6 f 3
25 2380111B1PO 93.6 32 2995, 2 P
26 2380230B1P0 44 32 1408 =
27 2380104B1P0 74.2 32 2374. 4 2
28 2484266B1P0 51.2 32 1638. 4 =
29 2380099B1P0 65 32 2080 f 3
30 2380088B1P0 53.4 32 1708. 8 p 3
31 2380048B1P0 74.2 32 2374. 4 yi
32 2380042B1P0 58 32 1856 =
3. RTHIRER

Fe S RS SO IR EE 4 )28 FDOOT R 41, Tng/ w L. FDOOZ KN
40. Ing/ u L, Fi¥Eiu R 15ng/ n L<CREIRIE <44ng/ n L A& (16 HIFEA/1ane) ,
o s ek, FisiE, 2acdfisklih.

4. LR

AL 7 4 B A FDOOL 7252 14, 07ng. FDOOZ 784 12, 26ng, ML/ =4

>6ng LA E R, FREBEER, PiEm, HbR.

5. Make DNB &%

Make DNB =E V£ 3, DNBIRFE=8ng/ nL L A&, FFalsEsR, K
$%38id, Make DNB HiIf.

% 3 Make DNB &5

P il pool £FR Make DNB ¥RF¥ (ng/ nL) REAH
Lane 01 FDOO1 18.9 2
Lane 02 FD002 19.9 b
Lane 03 PP861 18.5 2
Lane 04 PP862 17.8 2




6. THLEEESHT

TFHLEE S B R R, 4 lane PR L5 R (Q30=85%, Total reads

=400M) .
F 4 THERESRE
BHER e
YRy pool R Total reads (M) Q30 (%) REGH
Lane 01 FDOO1 523. 59 96. 25 E
Lane 02 FDO02 520.7 96. 48 J=
Lane 03 PP861 530. 83 96. 85 i
Lane 04 PP862 529. 98 96. 93 =
AR RAVE W TR 5
5 HiEa e R
TR L DNA F4F e

5 FERGHS DepRegion FetalFraction

1 2380006B1PO 1959 19. 50%

2 2380115B1P0 2958 8. 20%

3 2380130B1P0 2418 6. 90%

4 2380150B1P0O 2262 8. 40%

5 2380154B1P0 2028 6. 90%

6 2380159B1P0 1271 12. 20%

7 2380161B1PO 1216 13. 30%

8 2380163B1P0 2105 11. 70%

9 2380178B1P0 2590 11. 40%

10 2380179B1PO 2468 12. 60%

11 2380184B1P0 2429 6. 70%

12 2380186B1P0 2093 6. T0%

13 2380195B1P0O 1246 11. 60%

14 2380216B1P0 2741 11. 40%

15 2380956B1P0 2108 9. 60%

16 2381277B1PO 1814 10. 20%

17 2380042B1P0 2245 8. 20%

18 2380048B1P0 2327 8. 60%

19 2380088B1P0 1857 9. 50%

20 2380097B1PO 2608 8. T0%

21 2380099B1P0 2066 9. 70%

22 2380102B1P0 2140 11. 00%

21



22

23 2380104B1P0 2285 12, 80%
24 2380105B1P0 1945 14. 40%
25 2380111B1PO 2465 15, 80%
26 2380113B1P0 2656 9.90%
27 2380157B1PO 2219 12. 90%
28 2380230B1P0 1427 13. 20%
29 2380256B1P0 1141 15. 30%
30 2381091B1P0 1315 25. 80%
31 2381172B1P0 1618 10. 30%
32 2484266B1P0 1518 16. 50%
33 2485063B1P0 2153 7. 20%
34 2485064B1P0 1822 6. 60%
35 2485065B1P0 1350 17. 50%
36 2485066B1P0 2049 8. 00%

7 2485068B1P0 1910 11. 90%
38 2485069B1P0 1582 11. 10%
39 2485070B1P0 1611 9. 30%
40 2485071B1P0 1550 5. 10%
41 2485072B1P0 2254 12. 00%
42 2485073B1P0 2129 11, 70%
43 2485074B1P0 2661 11. 30%
44 2485075B1P0 1737 18. 00%
45 2485101B1P0 1811 9. 60%
46 2485102B1P0 2261 5.30%
47 2485106B1P0 2634 3. 20%
48 2485121B1P0 1586 8. 10%
49 2485067B1P0 1604 15. 00%
50 2485076B1P0 1833 11. 90%
51 2485103B1P0 2141 6. 20%
52 2485104B1P0 1830 6. 10%
53 2485105B1P0 2708 7. 00%
54 2485107B1PO 2208 11. 50%
55 2485108B1P0 2094 4. 30%
26 2485122B1P0 2084 7. 90%
57 2485123B1P0 1708 10. 70%
58 2485124B1P0 1767 9. 30%
59 2485125B1P0 2392 13, 20%
60 2485126B1P0 1646 10. 20%
61 2485127B1P0 1664 13. 80%
62 2485152B1P0 1423 10. 80%




63 2485153B1P0 1878 10. 20%
64 2485154B1P0 1771 8. 70%
64 91 [l L RE A2 JL Y 5 I s g R LE Xt 3 6.
F 6 MEHRTEVEAE R
s FAHRS Fihas R HELWER RE—H
1 2380195B1P0 [t [ 4 P
2 2380184B1P0 % 9 14 P
3 2380179B1P0 Kike3 [ 4 P
4 2380161B1P0 3 1 9 14 i
5 2380154B1P0 [t 914 &
6 2380150B1P0 [t [ P
7 2380130B1P0 [t [ 1 R
8 2380115B1P0 i 914 iz
9 2380216B1P0 [ 91 it
10 2380186B1P0 i [k 2
11 2380178B1P0 [ 914 it
12 2380163B1P0 BAtE [t 2
13 2380159B1P0 91tk [ iz
WSS,
COL11A1 COL11AL J:I..J;—,qu"
14 2380956B1P0 ;ﬁiofﬁ'ﬁ; 2:82::5 (NLODIE5H. 4) :c. 4582 ﬁ‘éig
(VUS) G>A, p.Glyl528Ser (VUS) -
W, BrEL
)
15 2381277B1PO T21 (Z{E:17.8) T21 (Z1{:11.8) st
16 2380006B1P0 FHE 9 1% &
17 2380113B1P0 [HHE [k &
18 2380105B1P0 % % 14 i
19 2380256B1P0 FHE 9 14 it
20 2380102B1P0 3 1 9 14 o
21 2380097B1P0 [HE 9 1% &
CHDT: CHDT:
(NM_017780.4) :c.85 | (NM_017780.4) :c.8571
22 2381091B1P0 71_8572del,  8572del, &
p. Ser2860His{s*8 p. Ser2860Hisfs*8
23 2381172B1PO T21 (Z{f:12.2) T21 (Z{H:12.3) it
24 2484266B1P0 | 5p15 del (Z{f:-10.8) | 5pl5 del (Z fi:-12.2) I
25 2380157B1P0 [ 91 it
26 2380111B1PO iR [k 2




24

7 2380230B1P0 [t 9144 2
28 2380104B1P0 [t [ 4 P
29 2380099B1P0 i3 [ ¢ P
30 2380088B1P0 i [ 44 iz
31 2380048B1P0 [ 91 it
32 2380042B1P0 i [k 2
33 2485074B1P0 [ 914 it
34 2485072B1PO B Btk 2
35 2485073B1P0 i 934 2
36 2485066B1P0 [t i it
37 2485101B1P0 Bt [k 2
38 2485068B1P0 [t [ e
39 2485063B1P0 [HE 9 1% P
40 2485102B1P0 [HHE [k &
41 2485075B1P0 1% 9 14 i
42 2485064B1P0 FHE 9 14 it
43 2485069B1P0 3 1 [3H 4 i
44 2485065B1P0 [t 9144 2
45 2485106B1P0 944 [ 14 2
16 2485070B1PO [t [ 1 P
47 2485071B1P0 911 [ 44 2
48 2485121B1P0 [ [ it
49 2485122B1P0 [+ [ 44 2
0 | s | [ e, | %
51 2485123B1P0 [t 9144 b
52 2485127B1PO [Kifid k&3 2
53 2485076B1P0 [HE [k &
54 2485124B1P0 [t [ it
55 2485067B1PO FHE 9 4 P
56 2485104B1P0 Bt [ P
57 2485152B1P0 [t 9744 P
58 2485126B1P0 [t itk P
59 2485125B1P0 [1 4% 94 2
60 2485103B1P0 [t [ P
61 2485153B1P0 [t [k 2
62 2485154B1P0 [t [ &
63 2485107B1PO B Btk 2
64 2485108B1P0 [HE [k &




S5i: 64 I [ BUE R A 25 B 5 B EE R 100%—F.
T, ERRRES S

i L B $aE 5, NIPT2, O 15 B Ml 3372 DNA $2HL. SCEEM . AaTHiER.

L. WP EHLCAR FHUEER ST RIEI T & 2R, 64 PIEIBIERE A RS

JREEEE R 100%— B, AR bR (RIS UE SR I &%, 1EREIRUESEI@IT .

NS
m
=
!
p
e
i
{f‘s

25



BifF 2 T REEYMREERT NIPT2. 0 T B M AR IIEIR &

I HRB AR
NIPT2.0 i B 68 IAEHR 2

WAL ZAS A MR LIFE DNA FetafhieRiiag,
AR BERE RN RN E GErRHR-FERNFE
MRS 64 WX/E
THEAFAN: HiEE

2025403 H 21 H

26



1N

LaAnA R

UG B A A R
2. SCEEKIREES R ..
3. JACHliEREs A
4. LRSS ..
5. Make DNB 45 %,
6. TFALEHE AT ... .

PEBEBEIE UL oottt s b s o st

T N R P

27



28

— WIEE/K

SERCIM 335 55 DNA $2HL. SCEERJEE . 38l PRAL DU T b ALAE s2ns A5
9%, X NIPT2.0 T H Ayt i e g AR I 7 (AT PR BE SR AT .
—. BHFAE
1. X%

R AR ZE A E G )L 5 DNA S0 RS 5k . i 2k A0 8 5 F s ks
T - v 3 D

W) K R AREERAF

2. B

Za MR R SRR AP AG LI DNA MR BL, 630 T BB R i SRR A R B
LG R (Lo et al., 1997). B JLIEES DNA P &7 I LI 52 B8 0 B B 4145
(R 4 3o e SR PR35 224 P 0 3, T A ) LT A 0L DR S 4 oA G M B
HEATAR A & . LA, 1 SeH Tt M 3 rh 4RI 2 DNA 7 A
HifE 5, 7€ DNA b BUP e 5 2 TAR SRR A BR e ek, B K il
R4 SE R DNA SCRE. SRR, BE DNA SCFE Shrich AEm
DNA SEERETHTAZE, W3R SR AN SLARIEE DNA B, 230U,
INNEEREEA FAR ORIk, REBk LR RS AR S AR M R AR I S T R
-DNA B sg S8 Wil it 32 A s 1 T 45 4 o SR IS I e it i 25 el S X 0
FEB R He A A5 30 HE DK Ry S M R Bl P £ SO o S e iR A 3K S
1 DNA SCPEARVE RSB I B B H IR DNA, &5 SIEH I B A sk 1
AR DNA ST HE R =Y DNA 9Kk, Ba, 8779 DNA g42KEk
HEAT DNA AU €8 1530 A5 sy iy B8, R0 DUFIAS [B] ) 9O 15 SR R f 2 i
HC DNA 3o AR £k FRE AR 3 H A PR A R [ XY DNA 7
B3 45 - TR RE M, R ] L i)™ 55 HH A B 0 e et R B A R . et pAR Rl
Sy SRR GRS, STHL TRRG LB 10 R ik B R . 13 R
AR SR A AT K 64 SFEDR 92 Fib S 17k B4 J5E [R] B35 7 25

3. BERER
HE 32 Bl AEFEA (VEWLEE 1) Fl 2 2245874 PP977 1 PP1030, 4546k

1



R LS A, Fe b i SR A PR R A AR S A TE P PR LB 1)

L AR A AR 40 1.8mL, IREETEHE ML, AZ2 PR EE 433 4 33 4ng/ul Al

35ng/pL, FREIAIEER.

#1 MEFARE

S | BERRS | HEAEE | FERE (nl) FisR

1 SG3494 1 3% 1.8 [

2 SG3508 il 1.8 Bt

3 SG3509 il 1.8 o ek

4 SG3511 if 1.8 FA

5 SG3512 i 2 1.8 [HE

6 SG3526 JIlTE74 1.8 At

7 SG3559 1 3% 1.8 iR ¢

8 SG3566 1fiL % 1.8 A4

? 8G3577 — 18 Xq23928(1 1a 5[5(311}5311317 5]523309S)x1
10 SG3626 IfiL 3 1.8 A%

11 SG3633 JiiI B4 1.8 arr(18)x3

12 SG3656 1% 1.8 o

13 SG3676 1fiL 2 1.8 A

14 SG3697 iffl 3% 1.8 [t

15 SG3723 il 1.8 At

16 SG3724 JliiE4 1.8 iR ¢

17 SG3554 1fiL 4 1.8 A

18 SG3560 il 1.8 ik ¢

19 SG3561 4 1.8 B

20 SG3565 1fiL % 1.8 A

2L | SG3567 g 18 24q1 1.21(;35;:3[;1;5611 3271] 80047 1)x1
22 $G3593 IfiL % 1.8 arr(18)x2-3,(21)x3

23 SG3618 I 1.8 arr(21)x3

24 SG3742 4 1.8 B 4

arr[GRCh37]
25 SG3774 JIlTE74 1.8 18p11.32p11.22(136228 9252162)x1
18q11.2q23(24382854 78013728)x3

29



26 SG3776 il B4 1.8 Bt
FGFR3 #[K (NM_000142)
27 SG3778 JiilE4 1.8 ¢.1138G>A(p.Gly380Arg) (% LP)
ReEAE R
28 SG3790 1 4% 1.8 A
29 SG3793 il 1.8 [t
30 SG3796 il B4 1.8 Bt
31 SG3797 iff 3 1.8 At
FGFR3 J:[F (NM_000142)
32 SG3848 il B4 1.8 ¢.742C>T(p.Arg248Cys) CHik P) Z44%

= ERMBERFAESR

1. SERRE

Pl (2t A M LTS DNA B (i E S 5 A L Gl ok R e R 9 R ) i
FEE CRU Al - 3 S PP 2D DR ) v % 4P 1) 32 ML RE AR 1737 7 DNA
PR, SCEERIEE . A3CHiER, 574 2 KA AT AL R AL, A S
BRI A S S AT AT T
2. CEMEER

SCHER A R T R BTR, 32 () MR AR SO P 8=500ng, 7 & AR SR
FEF=E>500ng, @, SCEMEMI.

2 LSRR

e RASE (]E’fu ”ﬁfﬁﬁﬁ j‘f‘:z! RELH
1 $G3633 614 Ep) 1964.8 R
2 $G3577 33.4 32 1068.8 2
3 $G3724 78.2 32 2502.4 R
4 SG3509 42.8 32 1369.6 H
5 SG3559 58.8 32 1881.6 7
6 SG3566 354 32 11328 7
7 5G3626 84.6 32 2707.2 7
8 SG3656 61.6 32 1971.2 7
o SG3676 67.2 32 21504 7
10 5G3697 48.4 32 1548.8 B




11 $G3723 53.4 32 1708.8 7
12 $G3494 33.4 32 1068.8 B
13 SG3508 91.8 32 2937.6 2
14 SG3511 36.8 32 1177.6 B
15 SG3512 78.8 32 25216 B
16 SG3526 38 32 1216 2
7 SG3848 44.6 32 1427.2 I
18 $G3593 37.6 12 1203.2 I
19 5G3567 61 32 1952 B
20 SG3554 57.4 0 1836.8 2
21 SG3560 48.4 32 1548.8 B2
22 SG3561 38 32 1216 o
23 SG3565 324 32 1036.8 R
24 SG3778 86.2 32 27584 2
25 5G3774 53 0 1696 B
26 SG3742 81.6 32 2611.2 B
27 SG3776 49.6 32 15872 B
28 SG3790 334 32 1068.8 B
29 SG3793 28.2 32 902.4 i
30 $G3796 37.2 32 1190.4 7
31 $G3797 24 32 768 2
32 SG3618 27.8 32 889.6 2
3. FTHRGR

AT AR A A SCPE B EE 43 9 GDOO01 e E A 45.2ng/uL. GDO02 ¥ A
Sing/uL, B4l 1 Sng/pLa 3 E <dang/ul 54 (16 flFEA/lane) , SCHEKR

[ >ddng/ul, HERTIRHFFEET LN, SHEAREREBER

BN
4. HULER

WAL

HAbr=2r= i 3 3, Wibr=B>6ng UL L ERs, TFEmAEER, MM

i, HALRTh.

7% 3 Make DNB £ 4

pool ZFK

AL HEE (ng/pL)

BBl (pL)

FF=R (ng)

REEH

31



32

GDO001 1.82 21 38.22 2
GD002 1.8 21 37.8 &
GD003 0.927 21 19.467 2=
GD004 2.02 21 4242 2

5. Make DNB %3

Make DNB 7= & it W3 4, DNB ilfE=8ng/ul LA EAEH, FEREER, K

{#iid, Make DNB

AT

7 4 Make DNB £5 3%

B i pool & FR Make DNB 3K (ng/pL) BEEH
Lane 01 GD001 14.8 i
Lane 02 GD002 14.2 3
Lane 03 GD003 124 s
Lane 04 GDO004 14.1 &
6. THLEEES T
64 {51 [ o e A &5 B g R e R 3 S
F 5 HEFRIEITR
e HARNS FIRgE R Lol RE—H
1 $G3494 o [5A 14 P
2 SG3508 FH 4 % 4 i
3 $G3509 o A 14 &
4 SG3511 FH % 9 14 2
5 SG3512 o [3 4 2
6 SG3526 [H 44 [5H 4 2
7 $G3559 [3H 44 [ 4k 2
8 SG3566 B 4 [ &
arr[GRCh37]
9 $G3577 Xq23q28(111151173 15 45X o]
5233098)x1
10 SG3626 I3 4 57 14 2
11 $G3633 arr(18)x3 T18 iz
12 SG3656 I3 4 57 4 2
13 SG3676 3 2k [k 2z
14 SG3697 3 2 5 14 &
15 $G3723 B 4 [k &
16 $G3724 3 2k QC fail /




17 SG3554 P [ &
18 SG3560 R [ 1 iz
19 SG3561 FH 4 [k P
20 SG3565 FA 4% 9 14 2
arf{GRCh37]
21 SG3567 22q11.21(18648856 218 22q11.2 del =z
00471)x1
2 SG3593 arr(18)x2-3,(21)x3 T21 po
23 SG3618 arr(21)x3 T21 Z
24 SG3742 B 91 P
arr[GRCh37]
18p11.32p11.22(136228
25 SG3774 9252162)x1 TI8 e
18q11.2q23(24382854_7
8013728)x3
26 SG3776 FA P 9 14 =
FGFR3 #: [
27 SG3778 el 13( ?thﬁg?cﬁ;;som FGFR3:c.1138G>A, £
0 (F% LP) i p-Gly380Arg
5
28 SG3790 P 9 14 b
29 $G3793 B 4 [ 44 2
30 SG3796 P [3H 4 bl
31 SG3797 334 [ 4k 2
FGFR3 %A
32 SG3848 c.742((§>¥f£g€;zi;¢:ys} FG;E;:;E‘?: T s
Bk P) ETR
33 2380168B1PO B 974 &
34 2380169B1PO o [ 1 Iz
35 2380170B1PO [ 5 14 iz
36 2380171B1PO R 5 1 2
37 2380172B1PO FA £ [k P
38 2380173B1PO P [ 7z
39 2380174B1PO FA £ 9 1% y 3
40 2380180B1PO FH 4 [ P
41 2380182B1PO FA 4% 9 14 2
42 2380183B1PO FA P [k P
43 2380185B1PO P [ 14 Pl
44 2380187B1PO T 4 ey )
45 2380719B1PO o [k Iz
46 2380720B1PO FH 4 [k P

33



47 | 24864990170 Wt Wit = 28
48 | 2486504P1PO T8 TIR I
49 | 21%0028P1P0 it 518 It
50 | 21%0081P2P0 Wtk 9] ¢ fit
51| 2180096P2r0 (k3 LR R
52 | 21801610200 ()8 k3 R
53 | 2120180P2P0 211 W14k I
54 | 2180214P2P0 2153 {113 I
55 | 2180693PIPO Bite 213 J&
56 | 2180696P1PO B Bt 1
57 2180731P1PO yits Pt J&
58 | 2180737P1PO 213 2313 1
59 2280000P1PO Bt [13]53 1z
&0 22800289190 Hits At %
61 | 2280175P1PO Wi 12153 I
62 | 2486419P1P0 18p del 18p del &
63 | 2486422P1PO 45X 45X 2
64 | 2486427PIPO T21 T21 &

Bib. 64 IEBHER AARE | MABLREE (23%) FRXRIHI SR
iR 100%— .
M. EERERS

R EAEME, NPT20 7KE AP DNA R, SRR, 258
B, ik, M LNLR FUNEAFNRRONAER. o HEREREGR
B 1 R JLIRIEAE (23%) SRERRNCMYSTISHR 100%—H, SWEFHEL
RUFRMRERG A, HERTEREL,

PYITICTAN /el




M 3 ) AFEMmE_ERT NIPT2. 0 B 4 REIEIR S

V9 )1 R 22478 58 — I B
NIPT2.0 i H 14 G856 UF 4R 25

W RR:  ZURSME MU LIRS DNA Yufoth ol Meqs ik
RS AL AR SR & R 4 8 B v )
MRS 64 Wik/%E
BHABN: B

2024407 A 16 H

35



—, WIREH
sk [EFE G AR AR A 1 S R, A8 NIPT2.0 #7180 = & — B0 fr it e Rt ke s v it

=\ BIRAR
2.1 BRI

AR E AR TR AG IR S R EEREREATRL 8 A B3 A FF— R
&, RERATIYNT 4% lane, MEFRHHEARREE R, 2T EERE (NIPT2.0
- HESA-ETMRARANMTR) BATFR (A1) BRNE, WIIKFEEE R
3 RO ATS UL 0 BB ARAR A 64 Bl ELI5 KIS B 3 O BR MERR AS3E 11 81, 2308
T21. TI8. TI3 #kA CHRALLHIL 34%) . 22q11.2del. Spl5del. 45X/46XX k& (Hk &Lyl
 543%) , 47XXX. 47XXY. COL2AL(NM_001844. 5) :c. 1381_1387del (p. A461SES¥166) . TSC2 (NM
000548, 5) :c. 5161-1G5C. PTPNI1 (NM_002834. 5) : . 1472C5T (p. Prod91Leu) % 1 fil; Kyl
SMABRTEREASE 5 1, 445 arr [GRCh38] 15¢26. 1q26. 2(92551013_94008167) x1. arr [GRCh38]
11q14. 3(91179338_92608341) x4. CD9I6 (\M_005816. 5) : c. 54dup (p. V19fs) (iFZ4% VUS) . arr
[GRCh38] 15q24. 1q26. 3 (74685886_101888837) x3. TSC2:NM_000548. 5: c. 3768_3769delGGins
p.Alal257GInfs*68 (XUHH) & 1 B, WRZHARERNTEESMRRIEE S HARARAER

WR Ik

¥ L3R 64 GIAFAGREG, S HIER 1.8mL RILIE (FsE MG LIS DNA Refafkdk
ek, BRI R AR AR RSB RIE) ) BETRE, TR
R B = BRI R A AN TE 1. €2, £3.

£ 1 EERME
=S e i) WS
BRI AR AR AGA T & YDP710-T5A Y2221
L JLUEES DNA e 4 85 .
R RAR A R RAER- / 20240102

- ERERIFE)

P RAIES (FCL PE100) 1000012554 WLC24007
i 7 1000005259 A0S50/A0205
Q33231 2765737

36



f 6 Qubit™ ssDNA Assay Kit Q10212 2714516
#2 EEREME
M ZH [ 4
i — A Coming
' N M
TF113-20-Q QsP
TF113-100-Q QsP
TF112-1000-Q QsP
TF104-10-Q QsP
ri‘? PCR-2CP-RT-C Axygen
; PCR-05-C Axygen
g PCR-0208-C Axygen
; I HRC UNV 200uL Rainin
| HRC LTS 2004l Riinin
5y t~ 5 SmL {IM P 505 Eppendorf
’ SOmL #2500 Corning
3mL ki R
;‘?;; 2mL B0 Axygen
| i 200pL & F9 Sk Axygen
 LSmLERMELE T
: PCR-02-C Axygen
#3 EBRER
| wEsR i 05
: R X BIOER TC-96/G/H(b) C
i H 37 14X eppendorf Mastercyvler nexus GSX|1
s RAININ SL-2PL+
RAININ SL-20PL+
RAININ SL-200PL+

37



BHYT-RD-01-078 Il F B R RS RAININ SL-10PL+
BHYT-RD-01-312 Ol T2 RR RAININ SL-100PL+
BHYT-RD-01-197 LBLERE A R RAININ SL-1000PL+
BHYT-RD-01-280 Fah 8 i FE A% LABNET P4808-200
BHYT-RD-01-261 Fal) 8 i th 28 eppendorf BPPROE-100
BHYT-RD-01-132 Fa) 8 it eppendorf BPPROE-10
BHYT-RD-01-291 'ﬁ]'iﬂ]fﬁlﬂﬁi;;ﬁ] g RAININ LA8-50XLS
BHZZ-EQ-318 e A2 FA TR VORTEX-5
BHYT-RD-01-233 RERIRBER 51X TIANGEN OSE-VX-03
BHZZ-EQ-388 EE e 28 EREE MGIDC-200H
BHZZ-EQ-328 EARE L JOANLAB MC-78
BHZZ-EQ-390 AL LB RRAEA OSE-MC8
BHZZ-EQ-168 R LB hff SC-05
BHYT-RD-01-027 iR &R IR L HX-20T
BHYT-RD-01-441 PCR 18 /)42 TIANGEN OSE-MF-03
BHYT-RD-01-396 BEAR invitrogen DynaMag-96 Side
BHYT-RD-01-428 B invitrogen DynaMag-5
; Y BHYT-RD-01-138 vl invitrogen DynaMag-2
BHYT-RD-01-242 Qubit 4 Fluorometer invitrogen Qubit 4
‘ ; BHZZ-EQ-356 B R B #HE Gene+seq-2000
23 BN KR
”32 AR [ Rk e
: Hik V)1 K2 4 55 — P e
: it ] P91 K24 06 58 — B bt i
= i A EEMRERBBARAF . SRR
Er LR KA R A 7 A
MR E KA IRAF HEAE b
= e 20240628-20240709

AR IR S KA A

38




=

]‘,

s

I

PR Lane Total reads(M) Q30 (%) THUR AT Akt
V350265540 01 495.40 90.10 s
V350265540 02 502.23 90.69 J&
V350265540 03 500.51 90.50 i
V350265540 04 496,31 90.31 s

3.2 R

BAS | RfkQC | RIFEQC | QCDepth | QCFF | QC_SampleType | QC CNVprobe
2480065HX Pass Pass Pass Pass Pass Pass
2480066HX Pass Pass Pass Pass Pass Pass
2480067HX Pass Pass Pass Pass Pass Pass
2480068HX Pass Pass Pass Pass Pass Pass
~ 2480069HX Pass Pass Pass Pass Pass Pass
2480070HX Pass Pass Pass Pass Pass Pass
2480071HX Pass Pass Pass Pass Pass Pass
2480072HX Pass Pass Pass Pass Pass Faos
2480073HX Pass Pass Pass Pass Pass Ll
2480074HX Pass Pass Pass Pass Pass Pass
| 2480075HX Pass Pass Pass Pass Pass Pass
: Pass Pass Pass Pass Pass Pass
Pass Pass Pass Pass Pass Pass
Pass Pass Pass Pass Pass Pass
) Fail Pass Pass Pass Pass Fail
7 H Pass Pass Pass Pass Pass Pass
i Pass Pass Pass Pass Pass Pass
: Pass Pass Pass Pass Pass Pass
| Pass Pass Pass Pass Pass Pass
~ Pass Pass Pass Pass Pass Pass
~ S Pass Pass Pass Pass Pass
5 Pass Pass Pass Pass Pass
| Pass Pass Pass Pass Pass
Pass Pass Pass Pass Pass
: Pass Pass Pass Pass
s Pass Pass Pass Pass
| Pass Pass Pass Pass
5

39



2480092HX Pass Pass Pass Pass Pass Pass
2480093HX Pass Pass Pass Pass Pass Pass
2480094HX Pass Pass Pass Pass Pass Pass
2480095HX Pass Pass Pass Pass Pass Pass
2480096HX Pass Pass Pass Pass Pass Pass
2480097HX Pass Pass Pass Pass Pass Pass
2480098HX Pass Pass Pass Pass Pass Pass
2480099HX Pass Pass Pass Pass Pass Pass
2480100HX Pass Pass Pass Pass Pass Pass
2480101HX Pass Pass Pass Pass Pass Pass
2480102HX Pass Pass Pass Pass Pass Pass
2480103HX Pass Pass Pass Pass Pass Pass
2480104HX Pass Pass Pass Pass Pass Pass
2480105HX Pass Pass Pass Pass Pass Pass
2480106HX Pass Pass Pass Pass Pass Pass
2480107HX Pass Pass Pass Pass Pass Pass
2480108HX Fail Pass Pass Pass Fail Pass
2480109HX Pass Pass Pass Pass Pass Pass
- | 2480110HX Pass Pass Pass Pass Pass Pass
il 2480111HX Pass Pass Pass Pass Pass Pass
: : 112HX Pass Pass Pass Pass Pass Pass
SHX Pass Pass Pass Pass Pass Pass

4t - Pass Pass Pass Pass Pass Pass

; Pass Pass Pass Pass Pass Pass

& Pass Pass Pass Pass Pass Pass

¢ ass Pass Pass Pass Pass Pass

1SS Pass Pass Pass Pass Pass

Pass Pass Pass Pass Pass

: ~ Pass Pass Pass Pass Pass

Pass Pass Pass Pass Pass

S Pass Pass Pass Pass

; Pass Pass Pass Pass

: Pass Pass Pass
K ”Pass Pass Pass

i
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=
2480126HX Pass Pass Pass Pass Pass Pass
2480127HX Pass Pass Pass Pass Pass Pass
2480128HX Pass Pass Pass Pass Pass Pass
3.3 MR
b S5 Q30 DepRegion FetalFraction | SampleType | CorReads MCNV
2480065HX | 0.905 1458 0. 055 1 0.858
2480066HX | 0. 906 1450 0.079 1 0. 854
2480067HX | 0. 907 2874 0. 089 1 0. 896
2480068HX | 0. 911 1564 0. 082 1 0.89
2480069HX | 0.914 1727 0.078 1 0. 886
2480070HX | 0. 909 1692 0.108 1 0. 889
2480071HX | 0.905 1377 0.151 1 0. 844
2480072HX | 0.908 2368 0.14 1 0. 903
2480073HX | 0.894 2097 0.07 1 0. 887
2480074HX | 0. 906 2163 0. 068 1 0. 902
2480075HX | 0. 909 1934 0.112 1 0. 807
2480076HX | 0.907 1833 0.139 1 0. 888
2480077HX | 0.911 1345 0.122 1 0. 841
2480078HX | 0.914 2668 0.112 1 0. 897
chr22:20721249-2
2480079HX | 0.9 1368 0.083 1 5 e
2480080HX | 0.903 1483 0.107 1 0.873
2480081HX | 0.91 1876 0.078 1 0. 891
| 2480082HX | 0. 914 1694 0.075 1 0. 893
| 2480083HX | 0.915 1401 0.144 1 0.769
‘ 0.915 2092 0. 104 1 0.899
8008 0.911 2142 0.07 1 0. 895
HX | 0.91 1517 0. 076 1 0. 866
| 0.907 1572 0.073 1 0.871
- 0.908 1169 0.165 1 0.75
0.912 1875 0.116 1 0.883
916 1608 0. 094 1 0.878
I 1721 0. 067 1 0.876
1328 0.118 1 0. 886
1319 0.104 1 0.849
i 0. 159 1 0.84
& | 0. 085 1 0.856
0.102 1 0.901 |
k 7
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/

Wc«nﬂx 0. 908 1349 0. 081 1 0. 865

2480098HX | 0. 898 1405 0.075 1 0.846

2480099HX | 0.918 2440 0. 068 1 0.9

2480100HX | 0.913 1456 0.135 1 0.87

2480101HX | 0,907 1761 0.09 1 0.875

2480102HX | 0. 906 2645 0. 035 1 0.893

2480103HX | 0. 907 1542 0. 087 1 0.871

2480104HX | 0.914 2154 0. 086 1 0.902

2480105HX |  0.91 1739 0.116 1 0. 871
2480106HX | 0. 908 1371 0. 089 1 0. 848
2480107HX | 0.907 1767 0. 058 1 0.893
2480108HX | 0.906 1583 0.1 2 0. 877
i 2480109HX | 0.916 2299 0.075 1 0. 889
' 2480110HX | 0.91 1334 0. 149 1 0. 857
2480111HX | 0.916 1716 0.118 1 0.892
2480112HX | 0.921 3042 0. 064 1 0. 889
2480113HX | 0.912 1919 0.083 1 0. 891

2480114HX | 0.908 1703 0.093 1 0. 871
2480115HX | 0. 904 1532 0.103 1 0. 857
2480116HX | 0.911 2016 0.118 1 0. 882
2480117HX | 0.912 1264 0.173 1 0.818
2480118HX | 0.907 1242 0.114 1 0.816
2480119HX | 0.912 2108 0. 067 1 0. 888
2480120HX | 0.908 1390 0.172 1 0. 846
2480121HX | 0.913 1819 0.124 1 0. 889
2480122HX | 0.91 1628 0. 101 1 0.846
2480123HX | 0. 906 1970 0.078 1 0. 891
2480124HX | 0.911 2005 0.08 1 0.873
2480125HX | 0.912 1939 0. 046 1 0.881
2480126HX | 0.905 1776 0.045 1 0. 866
2480127HX | 0.909 1766 0.126 1 0.879
2480128HX | 0.912 2134 0.076 1 0. 886

34 BEAMTER
g Retathisip IR 3t

COL2A1 (NM_001844. 5) :c. 1381_138

42

Bt 7del (p. A461Sfs*166)
A BtE
P PE




47XXX (SZ=6. 92)

Eoossux Witk Bt
2480069HX Pt Ptk
2480070HX Bt TSC2 (NM_000548. 5) : c. 5161-16>C
248007 1HX B 1 Bt
2480072HX 313 (3R¢3
2480073HX 22q11. 2 del (SZ=-7.42) 3143
2480074HX [3]3 3
2480075HX Btk A
2480076HX 3R Pt
2480077HX 3143 31¢3
2480078HX Bk Mtk

B}
2480079HX | chr22:20721249-21075417de [131¢3
1
2480080HX 47XXY (SZ=5. 93) Bt
2480081HX B Mt
B | e MR
2480083HX B Btk
2480084HX itk Btk
2480085HX Trisomy 13(SZ=7.45) AT
2480086HX Bt 22
2480087HX 5pl5 del (SZ=-7.82) A
2480088HX []3 B
2480089HX [G1¢3 A {4
2480090HX 1353 B E
B8R

SPECCIL (NM_015330. 6) : c. 2612C>T
(p. Pro871Leu)

FA Bt
Btk 3163
Btk Uike3
[ B
Btk 3
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" 2480097HX 45X (SZ=-6. 72) B 1
" 24800981 Mtk mitk
2480099HX Bt PR
2480100HX B Btk
2480101HX Trisomy 18(SZ=14.94) B
2480102HX Witk 3]¢3
2480103HX 4 P
~ 2480104HX Btk Bt
2480105HX 14 BitE
2480106HX Btk Bt
2480107HX 143 Bt
Kt

JEFREA, T21 TI8 TI3 % lg(’;( :‘“,(7):2’1

2480108HX | WL, JLE AR AT A ARG FRpaREA, KlhR N e

RELR (p. Alal257G1In

fs#68) 48 5t

| 2480100 Bt L
| 2480110HX 5 W
24801115 Wit Bt
2480112HX 03 23
0113HX Wit witE
Bt BitE
13 123
Bt A
Bt 3R
[]:3 I
Bt Wit
Witk
S W
Bt
1€

=




* 31 44 P
" 2480126HX Bk P
~ 2480127HX Wit Witk
2480128HX At B

. BRSAE RS 4

64 BIBRADAT 2 Gl fAiliit: 1 BIR 90k ME, Kot TSC2(NM_000548.5):c.3768 37
69delGGinsC (p.Alal257GInfs*68) 45 5, i%FEA I HAUIREA, A 12 W7 45 5 TSC2(NM_000
548.5):¢.3768_3769delGGinsC (p.Alal257GInfs*68)48 57 ; 1 Filiftm 8L CNV, F=ilisWids B h
BAYE. BRI 62 WlkiA: RTGEES ORI R 4 GIATES ARt RTITEE A 11 5168 bR
AN, BWLESHH T21. TI8. T13, 22q11.2del. Spl5del. 45X, 47XXX. 47XXY-.

e COL2A1(NM_001844.5):c.1381_1387del (p.A461Sfs*166). TSC2(NM_000548.5):¢.5161-1G>C+
PTPN11(NM_002834.5):c.1472C>T (p.Prod91Leu) % 1 fil; HABIMEREAIIIR S HTEL R, 57
RIS W45 - —50,

N

T S KN T m

45



Mtk 4 BRERIEF IT4NEF TG SEIEE NIPT2. 0 I B M RELEIEIR

ARV IO E AR I S =
NIPT2. 0 3K H M RE I uEi &

RAILH:  ZEs M) L DNA Rk,
MERA B EERRRIAN A GERHR-mERNFE)
RS o4 WAE
WHfABTA: T

2026 E£3H9H

46



-~

2. FE........

R B R A B

—

SRR ..
SCPER R EE R
HALEER ...
Make DNB 5%

= LW N

w
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— BAEE M

TE FRARAE TH IR %)) € R0 960 256 5 58 AR M 3K Ji7 25 DNA $R L, SCHERIEE | 238 Hli 3R
P AR LAV SEI0 IR, X E S IR JLFES DNA Hea iR fiih,
e S Bk R A U T ) R AT P BB SR TIE
=, RIEAE
L X%

RAVLLHR: Z2ESN R MR JLHEES DNA JetofhR B, ik JR B 5 R 6
AR A RO P R - E A I )

WA K: LR ERRIEHERAR

2. JR#E

Za RN b iR JLIEEES DNA (REL, HE3h T T8I RT TR A B A K K K&
HIERRI (Lo et al., 1997) « fRJLIUFES DNA A& ) LA e R FE R AR L.,
(8 b 3 %o SR P AEE 24 FAORGHI 7 v, T A i ) L e e R S P £ P A 1 SRR
HEATARRA R IFE . EARRI P, &N bR H R DNA #E17 A
UifEs, 7E DNA FERFEIRIERA EH 2 FAREMRE AR RSk, MR B A F
ARG AR AL DNA SCFE . SRS, MR DNA SURE Shmic AL E A DNA
FEREEAT S, ARG IRE TLAMOSERRITES DNA B, JROCTERE, INNEESE
SEMEIRCHIER, Wik LR EA R 5 A RIS AL T RRIRE-DNA Bk
BB RIS AN B 45 4 . SR JE W e S AR 25 R A 0 X A B B e
J, 930 R KR R P R R I SO . R IR A 3R 1 DNA SR
AL R B BE I IR TR BB EEFRAR DNA, 5 BRI B SREE PR DNA AT
WY =1 DNA GKER. JRJE, XIS DNA ZKERIEST DNA Rkl
G BB RSE,  ARAE PO AR AR [F 0 56 15 S F AR RIS DNA 3751 AR
F BT FSE I HR B 3K B AR G G AR S BE R X80 DNA 73 I 45 & m iR e
R TT LA ™ 2 ARG Y e R AR i i, P fR e B R R R,
SCHL T XA ) LRI 10 Fb e o Al B8 AT L 13 Fh G AR IR R SR B AE I 64
ANBE[R) 92 Fif S5 oL [R5 1



3. FEAZER

W% 32 B M AEAR (PEILER 1) 1 2 &3R04 JP464X il JP4T3, 43740k
SRR AL A, 3 rp M A AR b B PERE A TE R SR T A (IR 1)
MRREARRBEA RS BN 1. 8nL, ARSI, PP 453 5125 13. 26ng Fl
19. 02ng, FFERFIGER.

1 MEHEAR
F5 BARS BEARR | AR (nl) FRIEY
1 24B4100075 JiiF4 1.8 121
2 24B4110070 Jiit4 1.8 Ui
3 25B4100104 i 3% 1.8 Rt
4 25B4090078 i3 1.8 15q11. 2q13del
5 24B4100093 ik 1.8 FATE
6 2584090110 1 2 1.8 FA 1
7 25B4090206 iz 1.8 B
8 25B4060346 1 3 1.8 Bt
9 25B4100345 ik 1.8 [97 4
B R % e COL1A2:iﬁfisgéig%K?E%ZOSOG>A
11 25B4100083 ik 1.8 Bt
12 25B4070720 ik 1.8 ik
13 25B4090363 1 3% 1.8 ¥ 1
14 25B4070183 B4 1.8 [
15 25B4090236 137 1.8 [
16 25B4040315 JiiE4 1.8 3
17 25B4070459 il 1.8 B
18 2584100223 74 1.8 At
19 25B4090085 1% 1.8 [FiR:
20 25B4090418 JiiE4 1.8 [ 1
21 25B4100172 i3 1.8 [UERE
o A5BALIOZE0 . i PKD1 :3_%0?0?9;4% I?:EL.%I?,OOCW
23 2584090564 13 1.8 FATE
24 25B4100175 1 3% 1.8 BT
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o+ P ) B =
25 25B4120172 il P74 1.8 ;;ﬁﬁf { ﬁfo:)o%ezj.%:ﬁf ;ggsiﬁ)
26 25B4100030 k"4 1.8 FA 14
27 25B4100103 ik 1.8 B
28 25B4100176 i 4 1.8 T18
29 24B4100091 k"4 1.8 51
30 25B4090276 i3 1.8 B 14
31 2584100173 13 1.8 A1
32 24B4100139 13 1.8 FA

=, XRMERFERLER
1 SRR

%8 (RS A MG ) LIERS DNA Heta iRk, sk SR A B L R 4 ) ik
F& (RERE IR BRI YY) AR 32 B3R A ACHE 1T 3% B DNA
PREL. SCPERRE . ASCHIRLARINL, 55350 2 3L AT — 38 A (19 AL
Ff, ARSI &R T — 2.

2. XEHMBER

SCPERRREE R ANR 2 R, 32 Bl MR RE A S P =500ng, & FAEEHR3C
PEr= i =500ng, B, SCRERIERRD).

2 UEMRERE

5 HAGRS W (ng/ul) | YeRARR (ul) | XEFR (ng) | BEAHK
1 202601280101 70. 4 32 2112 2
2 202601280102 64 32 1920 &
3 | 202601280103 41.8 32 1254 P
4 202601280104 42 32 1260 2
5 | 202601280105 36 32 1080 o
6 | 202601280106 50. 6 32 1518 2
7 | 202601280107 50 32 1500 oy
8 | 202601280108 26. 2 32 786 2
9 202601280109 67.8 32 2034 2
10 | 202601280110 78.6 32 2358 I
11 | 202601280111 69 32 2070 o
12 | 202601280112 51:2 32 1536 52
13 | 202601280113 43 32 1290 2
14 | 202601280114 83 32 2490 2




15 | 202601280115 71.6 32 2148 2
16 | 202601280116 78.8 32 2364 2
17 | 202601280201 57.8 32 1734 72
18 | 202601280202 81 32 2430 2
19 | 202601280203 43.4 32 1302 =
20 | 202601280204 79.8 32 2394 P
21 | 202601280205 60. 8 32 1824 2
22 | 202601280206 67 32 2010 2
23 | 202601280207 99.6 32 2988 &
24 | 202601280208 77.6 32 2328 =
25 | 202601280209 71.8 32 2154 7
26 | 202601280210 86.6 32 2598 7
27 | 202601280211 44.6 32 1338 =
28 | 202601280212 71.2 32 2136 2
29 | 202601280213 56 32 1680 72
30 | 202601280214 68. 6 32 2058 3
31 | 202601280215 31.8 32 954 =
32 | 202601280216 55. 4 32 1662 72

3. RXMRER

B AT AT AN SR VR BE 43 B A HX001 VREE A 41. Ing/ u L. HX002 #JEH
41ng/ B L, FiEEHE 16ng/ u L<SCEWRE <44ng/ v L AEH (16 BIFEA/lane) ,

FERBER, Fisdn, KT,

4. LR

AL R4y B HX001 F=HR 9 21. 21ng. HX002 P44 19. 85ng, ML=

#r>6ng LA EABH, FEREER, Rigas, FMums.

5. Make DNB 45

Make DNB =i M3 3, DNB VR =8ng/ ul AL AEH:, FHERIBER, K
¥xiid, Make DNB iZh.

# 3 Make DNB &5 %

[apsviil pool £ FK Make DNB ¥ (ng/ uL) REEHE
Lane 01 HX001 16 b
Lane 02 HX002 14.8 =z

51



Lane 03 HX003 16. 1 2
Lane 04 X004 16 2
6. TALEEE ST
THLEHE T A5 3L 36 4, B4 lane BITFE RS TR (Q30=85%, Total reads
Z400M) .
F 4 FHEURSRE
BRERE
- A
BR A pool £ Total reads (M) Qo (% REEH
Lane 01 HX001 479. 09 95.91 2
Lane 02 HX002 519. 44 96. 98 =
Lane 03 HX003 519. 41 96. 86 2
Lane 04 HX004 514. 64 96.74 =3
64 11 [ Bt A A 45 S84 5 7 Sl 4 SR L R I F 2% 5
% 5 dEFRMEE LR
F5 | REREARS | AREERS RiksR AR IR BE—H
1 2584040315 202601280101 A A1 =
2 25B4090236 202601280102 FA [URE 2
3 2584070183 202601280103 Btk A 2
1 25B4090363 202601280104 iked A% 2
5 25B4070720 202601280105 [ RE3 [ =
6 2584100083 202601280106 MtE AT 2
R A A T AU AR A A RS
7 2584070212 202601280107 | COL1A2:NM_000089. 4:c. 20 | COL1AZ:NM_000089. 4:c. 2 =
80G>A 080G>A
8 25B4100345 202601280108 Btk 153 =
9 25B4060346 202601280109 Bt P =2
10 25B4090206 202601280110 Bt 1353 =2
11 2584090110 202601280111 Bt P 2
12 2484100093 202601280112 Bt A 1 =2
13 2584090078 202601280113 15q11. 2q13del 15q11. 2q13del =
14 2584100104 202601280114 B [ =
15 24B4110070 202601280115 [tiked [A =2
16 24B4100075 202601280116 121 T21 =
5
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17 24B4100139 | 202601280201 Bt Btk &
18 25B4100173 202601280202 BAtE B 2
19 25B4090276 202601280203 Btk Bt 2
20 24B4100091 202601280204 Bt B 72
21 2584100176 | 202601280205 T18 T18 2
22 25B4100103 202601280206 Bt A1 2
23 254100030 202601280207 Bt [ 1 &
STHEREILAE | RIRRE | A REREILAE 1 B0 RS
2 CRBLICONTE: || k0201250208 T;ﬁ;ﬁ ?6;368. 5:c. 2863 Téﬁﬁ%nﬁgm 5:c. 286 ”
dup 3dup
25 2584100175 202601280209 BAtE Btk 7=
26 2584090564 202601280210 B Bt =2
EZ T BT EZ BN
27 25B4110260 | 202601280211 | PKD1:NM_001009944.3:¢c.7 | PKD1:NM_001009944. 3:c. =
3000>T 7300C>T
28 25B4100172 202601280212 Bt B 1% 2
29 25B4090418 202601280213 At BA 1% &
30 25B4090085 202601280214 [543 B 14 2
31 25B4100223 202601280215 113 B 14 P
32 25B4070459 202601280216 B 4 Bt 2
33 2684010021 202601280301 BtE Bt =&
34 26B4010022 | 202601280302 B At 2
35 26B4010023 202601280303 B Btk &
36 26B4010024 202601280304 A Bt =
37 26B4010025 | 202601280305 Bt Mt =
DAGEIERmAR (BERME | D AUEAERmRRE (B3R
8 264010036, | 1202601280306 lfsx)'l :NM_000138. 5:c. 3269 rﬂ;fﬁ ) NM_000138. 5: c. 326 &
del 9del
39 2684010037 202601280307 BAE [k =
10 26B4010038 202601280308 BAtE Bt 2
41 26B4010039 202601280309 BAtE BAtE 3
42 26B4010040 202601280310 BtE Bt =2
43 26B4010041 202601280311 BitE Bt 2
44 2684010042 202601280312 BAtE Bt &
45 26B4010043 202601280313 P14 FAtE &
16 26B4010044 202601280314 A FA 1% 2
47 26B4010045 202601280315 FA 14 FA 1 &
48 26B4010046 202601280316 Bt FA &
49 2584120394 202601280401 [t FAtE A&
50 2584120395 202601280402 FA % FAE &
51 2584120396 202601280403 BAtE Btk 2
6
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52 25B4120397 202601280404 5] At 2
53 25B4120398 202601280405 1313 FAE i
54 2584120399 202601280406 At FA 2
55 25B4120400 202601280407 FA 13 b
56 25B4120401 202601280408 FA 13 =
57 25B4120402 202601280409 FA 153 2
58 25B4120403 202601280410 FAE 1543 2
59 2584120404 202601280411 A 153 &
60 2584120406 202601280412 FAE At b
61 2584120407 202601280413 B 113 2
62 2584120408 202601280414 ke At =
AR A EERE (B | R AR (BRI
B3 ABRUE0SRIR - | 202601250418 ;izmz:mfoouosg. 4:e. 77 Eiimz:mfoooosg. 4e. 7 =
5G2A 7567A
64 25B4120424 202601280416 At At &

S99t 64 Bl al WUPERE A SR 1 5 AR ES R 100%— 2,

. MEREIGEE A5
LD R EAEA I, S ENE MG LETES DNA e kR iR, s B

SRR R IIIT A 27 B DNA SR H . SCPERIEE . ZRAEHIER. b, G BALLLR
SRR 2 AT B B AR AT S R 64 ol BB AT AR S S S R UG AR 100%— 2L,
it SR LLIGI PR A ) BE s I A i, PR RRIS RSk SE T

%

WA

=

TA

EF

el




MifE 5 NIPT2. 0 BUBEMIGAKRIRMER 1 B EIRE

ZASNEMBL)LFEE DNA REEIEREEE. MEKMEERRFONLH
(BEER-SBENFE)
AR IR M R RS RE

1 i

MR ER: NRIEIL R = KEHE A R A B A ) “ a5 E LG L2 DNA 4efh
PR A A il 2 A B DRI A A5 G R A 3K - ol e ) 7 (BUF RiFRNIPT2.0
RAED B ERE, B SR A RSN E M 3R A, SRAINIPT2.0iR% 5 0t i LAY
Peti RAERERT A TR R DA B S P S DRI HEAT P A O AR, B LR A A U 45 R S RS
W B B 75 PO 0T B 7 i AT AR, A HT AR A NTPT 2,008 7 £ 0 R R BRURE /ARG HE 2R L I AR
SERE ERPRMEER . AERRE . PR T B U R B AR R I R A He bR, AT B8 IENTPT2.0
WA B IR PERE .

NEER: ARTETEIG R S ALL100006FE 4, BEANBHERSRERESZ B
ERETITRE . AW B S g5 RS, WGER 2023422 H 2025459 H NALIMS5 126 FE AR,
Bl AR AT R . b, BIEM2576] (257/5512, 4.66%; F4EIAEML. K. %R
o7, MR, LA, HE90. AeZEASFIE LR 1040, R )LDNAT 7 UG A 154556
B>, BAMRBL44E] (BHACNV3IOf], iR, KRR ESH) , ThiviZE 3861,
LSIBRFEAKB396], AN HTERIFEAR J517301.

LRI

21 =k 18 =k, 13 =k % EMIGR R B H L H100%, HEEHMERN
0.14%, KA BATETIE #490.28%, KRB N4.66%, & (FA4ME MLiR)LIFEDNA
PRI A SEEEAMTEY (ERMAa%K (2016) 45%5) SR,

BREASHT: A E ARG AR R/ AR R98.45%, S A IRKREST:
FE499.58%, HABMHMEREN042%, HARERIEN.56%, HAFRMEFME N85.81%, &
A B FUE $999.96%, Kappafti0.9147, Fill RIKE N4.66%, InARMRE R L, H&IHK
JSEF M.

TR RR: ARG ARE /A8 “+DUH " B ESTR R £ R L)L
fe RECRIR 72023 4R 15 4 050 “ 2 Fh 2 RS AL H 5 (K 76 017 7 [R) 25 U0 AR BR 5 1 PRI 72 (O3
H%i'5: 2023YFC2705600) 7 KAL Wil HARZ b sl iRt R« o #Biln R 12
ST HARBETC R AL ™ 42 350 Y (o A 1800 B RT3 (] 25 6 B0 7 i 0 2 B AR Ay I PG VA B 3
NFEEERT ST ” AR (Z221100007422012) 2558505 H 37 #.

2 EREXER

i

2.1 FERBM

ZE b UG )L DNA Bt fclERE AT . BB SR A S PRSI & (RE R 3
-FE R .
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2.2 TiHARIE

T A 00 2 A Ay 120 R VA P e e e S 4 P ot 25 e i ) L9 8 e S A B
g (DNA) , SEIH AT R LT E215 . 185, 1345, XL RIS+, 22q11.2. 1p36
SRR, LARPTPNTL. FGFRI% AL T4l 0L, XL 10Fh s o (k8 4
PRBERT . 13 R e o PR Rl o 25 ik S 641 B P92 A i bk PR JE R R E AT P AT IR R . AR
F i PR U T S

WG L AR B R R o, 021 =46, 18 =ik M 13 = 1A R I PR L WL i St AR e 1
P, LA 2 HATAE T )R R B W . AR R R AR e,
22q1 126 R G B IE (UFFDIGeorgesi &1, 22ql1.2del) , EtRAFE KL CHEEIR ., 4
FEGRBEFA PR AF . SRR p SRR e SRR, R R% S, A RNEY
1%, H.2 8™ S R B A 80T ik

2.3 HEE

ZRIREGR AL R b A L B DNARYREL,  #HES T FE 607 i i B B I R R R R R R
Hl (Loetal., 1997) « M) LiiF BEDNAS &5 Al LA S RIEHA S B, Blkis i % HR A
S RNy i, AT LUK LR A A A TR R A A A R 1 B AT AR A SR A . AR
Frileh, w3 SR U B DNA T AR 2 5, EDNA R B ik el 5
S FARZERIREARR B Sk, MR A TR B 2 BRI DNASZ . JRJS, KR il
DNATHE SRS A L3R MIDNASREREF T4, i S ERE AN HEbR B DNA F B
FAETEMSE, IMNEET SRR CRHEER, sk bW B IR SAER R C i SR R
-DNAJT B A Sl AR SL A B AR A o RS e e M R 25 B R X Bl e ) e L
EAT, AR D A e P R 4 ) SO o Il S 5 e R S A 3 IDNA S R AR
FREEIFAMLIZ IR BERRIRDNA, S5 i3y A R BE O IRDN A ZEAT I MG 1 1 74
DNAZARER. 5, S YIDNAGOREREATDNA AR SR £ I & b W R, R DY
FPA R A ZE S 5 0 L F S IUDNA 1 o A R SR R R Sl 3 H b S e
L R DI DN AT 51 -5 4 AR BEM P, Rl vy LAl 28 s Al s 1 e £ P R A 1
Qe fhfimh st REPILE AR, ST LR B T 1oFp R G AR R R R R L 13
BRI ER L5 A5 AT B 641 HE TR 9270 S M ALK R 45005 1) 7 25

3 HMREs

A G R AR B LI A AT R AL I SR A . ThEES AR, R SBURBR . SEAG.
B LSECRSE R RN RN AR R, AR, HAT ORI A SR
ROOOFl, Jik [ AR A58 44 (4 35 B KT PR #1880k A b A/ 4G 5, It /1 B &
KA ARL)S5.6%. ARG EEIA LI I A A AR TS T AL, &5 ) L B R R B R v
S .

serhoe, Mok m B E PTG ARG, REEANORERTE. AR =50
FURIGAZ A A FErh 20307 AURIAAEE) WIHRLS 22 A o0 9 s AR S 4% T AR, T
W WA ERAG, R AN DRI, T E R A R . 202146 H, (i
H g [ 55 e ok TARAGE BRSNS i A R B g ) R “EREBTIA AR R .
4= AR BRI IR 4, TS R TR . AR G R BRI A BRI i, SiR1E
WS ORIEE, HEEZAT A B A, ISR A RIS, HERE R, PR —
HRF AL ERMET o 20215F 12 H 141, « [E 5B Ip 24T 56T BV E SRR Tp A7 30 1Rl
(2021-2025%) §EAR, ZiHRh IR <7 IF R, ISR E R LGt ik

2



Wi AR LA RIMR T B DR A 05 A5 T Kt AR BB P AT IR AR o 20234 (E XK
PAARRBRIIAT R TEVR B AEGRIERR R 3T TR (2023-202748) %) BB H
F20274F, SCBLATF EZAFR: “ A BBEYA RS Y e K, =2 5 i
—BRRET, CTERITR A ERIAFI90%, 5 A m R ZIA B2 IR GBI ”  HEEh e HE
T H TS RGN RS W o S TR AN RS W R bR L TGRSR R
FEH BN RRL o Do 50 0 AL pE VT IR S5, $RTHIR AL e KB B =oM%
%) o SRALZ A SN MG )L BIDNAT™ B 07 2R I J5 5 10 S A B, oA 45 SR e R f) 2
A, BAEI RS WG, JF R iR S 02 W R0 S i 5. BUERRLE
WHIR S WANRYT, (EtG JLEE S HORTE AR SRIE DR SO R . 7

REROEHE. SRE (AR EAMD BB, ER. F6L. HA. FA) B
T 3k R 78 T NI AL 05 (1) - 2[R 2% < AT i U B AR (next-generation sequencing,
NGS) IR SRR, ZA40E AT JLAE B4 (A VP 0% FNTPTH AR A 7 5 6 520 N TR
i) (1) & 8 A5 18] o NIPT £ B RRS IS ARG L2 1- AR LR B AE S 18-=ARLEA1E 13-=1h%5 A
fiE, 554 G B i 2 0% A5 AR R & A A O A e A 1 S AR BB P38 . NIPT R s
YE . R ICMRPA M R SR QI SR AU HAE A AN T IZ R TR . 20164, Bt
Z (A TEZD) ELA RN ENPTIR S A0 AR b, 20 ZF R, R T
JOH PRI A A4 E MG )L S DNA = §i i 25 512 W7 TAE R &) K (Za o0 E i) Live 5
DNA=HI i A SIS M ARMIE) , WFRNIPTRL IR AR A A0 T L35 25 07 2 A0 2 7K 5 i
EARRZIRL AT Z 18] IR A F-B, R R i i & A TS W B R A 2 kb e

{EBEATRNGS A IR NBIFTE LA I R 7= 1 75 28 R () PR AT, AL S HENTPTAR I T 13

T18. T21 L4 R TE 53 2 I R L A by — sy o SR A28 4k, XF 7= A At et fh
B A AR LA BR13, 18, 215 Gt R A2 W Qe o B B e R IR I E A . R AH]
CLETF R a6 LI = K G fh M e (kB 4y R0 i R R U S 4R S E M R
ARG E (NIPT Plus) , {EAARMURER /N B AR R S i . &GS
T LRI 1 ) A B O A () ME RS, AN RS B R HEAT [R5 0 A o T K IRiSyT 7
3K, ) EE A ZRG ) LG R A Y A Rl R Aol T S R B BRL R B I A A
HAR.

AT FEIE [ Rl ST 7 BA R FH J6 0 1 £ B [0 25 7 2 R SE AR 8 SRR — AR R,
WERIERHT — =& — L0 i im A H R “ Z a4 A G JLF S DNA B JE R A4 | 1
B RABIERFEAS I (NIPT2.0 £K) , BIRSEIL 7 AR ) LA ik B £ A Yt A faftloh
e/ o ST R BB TR B A ) R D HER T QP AT TR 2 . T cfDNA ¥ 1) 4 4R e IR 2
WUFFIINIPT2.080K H aT C3e il T A G RER BE A 2L R PP i R IR, 4 T R Gt £
A B G AR TR/ L SRS D R AE R I, R 7 A VG L i 2 0 e ik B A O [
955 o — 50 [l B P s PR F 9 9 45 S Sk, NIPT2.0 RAHE M 100%, 45 54k 499.3% (XU
Chenming, et al. Cell Discovery,2022) o 312 0 B BE P I KB 78 R /RNIPT2.0 LA 1R
FO 0 AR RIHE R, AR T AR GoR DU e A 5 1 IR 2, NIPT2.08 AN H b k]
AL S R A R R N TR A, AL A S A 2R 8 T 60.7%: TEAZLIUNIPT
Plus i # $2 7% ity JL 3% €0 495 i XU £ 22 36 o7, NIPT2.0 A K PPV M 40.7% $i2 & ¥/ 85.4%
(ZHANG Jinglan, et al. Nature Medicine,2024) . NIPT2.07] LASZ A 6 4= [ (1 ffy ) Las 4995 RS
VA o % T 0 i 2 7 27 U3 e P O R R R R B AN A S e ] R e
FH P ok B L R 3L, NIPT2.0RE857E T RN 428 T ARG LA XRS5 Bl R
KRR BT 20 REEAR. 2 T2 ImARwE e, XTI NIPT2.0 £
ARIEKHUBE N h a4 1 th AR SR RE B e R, MG LG IR R #6842, #E3h NIPT2.0 HiR
BRTEEMIERN A, B HoEBRE .

3
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4 WREHE

4.1 gt
4.1.1 REWAHE

AR TR 45 A\ 1000045 43 4T Uk NBEREAS .

NIPT2.03AF A I AT A A A, s )5, 1B (M a MG JLiF s DNA 4Lfh,
AR AR i e P B R (R R R 0 B S P R - Rl R ) TR TR,
FricFAE I L R .

AT 0 AR, o O A R U 4 TR 2 W e A R R 7 5 R (%o B vk S Rk AT
Lege, AR eRAENIPT2 0W A R R B A 3R WA . PSR, WETRrE. PR
PETRMIAE BT T A 0 AW R e b, AT SR LENTPT2. 04 751 £ 1 I PR A

4.1.2 ItEAZE

A AL R R A R A A A R R R v RS /BN T2.0 B AR 25 285 SRy
FAR, W O HEIAE RIGARTT AT A ATS R R, SRR A, A
Fr AT e b B B d (RO BET R LTRGBSty T2 as 5« (2
FREMBA RIEIRES R, MERMERSHH:  (3) BHHOER 2R, RSN ATl
f7, MECR R AL USSR F AT A T afA, WK A AR ) L4 i S5 b .
RET AR HRAANL F S R R LA i S A, SRR S, BETRER A
IR RIT (CNV-seq) si—RIIFF, SAARFIF (WES) S7rifd i —fel 2 f7r
L. B

® FEEAE

YEIRIER [REEAE | MEHR | mREE | BERERYE

P[40 N PE | K/ F K| B 4 | DA APPSO ) e
WENY  |SEemIE | WefEk
A RUUE R VR o g | DA AR R B AR (ONV-Seq) B
BRI ek PRI LS TN (ONV-Seq) il

A LR TS S 2 B 5 SR e 2 B

B [ & | DA AT ST (A /WES)
PR | AS S TR R (R
JWES) St 4 B 7 R S Bl 4

el
5 A S B | BT A LSBT A= | A AR S VT ES  GRTAE ) L3R RS Ak B 7
il i ML/ #i E GERAEIGH 2 B A 5D k. IERE
JLA i Wr & RALIERE R 04T, CNV-Seq. —{Rilll
JY- R/ WES S8kt

4.1.3 BAREE
AR T REAE I PR 2 (R B A 28 WL 1



NIPT2 O ETHE adttriE
HIFR |
i YEIRASID
FE FFEER :
(1) BFEm
BT e

MH—EHAR
(3) FE)Lem

BfEFisH

HERMREY

A 4
BELG CNV-Seq —{XRE/WES
(SrafiiERE(a) (ShEkE) (SPELEERS)
I ] I
aJEA

S HiEie

1 BEAPOIERNIREE.

i#2: FREER)EFED (EE&G) | ZEHNRE
JUHT(2)FMEHEN, EXEEIS RN A WA

BRI S &) SEBEEMERENNRT, K
BT, BEAEN, MREGHREL
2m,

MERE F3: pER, SREREER, LISARSEERS
. AR,

1 NIPT2. ORTAEMIGFRER 5T B BE £ E

4.2 ZREEEF
4.2.1 ERAE

NIPT2.058E Al T4 12708 Je L L R s dE R 2, & ilid IVE-ET 7 =0 I e #e b 52
AR IR 2 . S B AR A 21200~ 22+ i . A T2 > 2275 % B2 1 ST
AT L AR KR T JIORE R T A 7 S A G e SR e A e 0 IR, E R i o5
i R 78 40 2 Kl
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4.2.2 HERAAE

B FAIE R F O TR IR, 25 B bR ) LA i LT 2 ERE 98 i B i AR T PR 2 R
W, R RSS2, MESIAR i EE . BRSSO RGE BT
RhE R RS sl O R O AT P R T A T, LR

4.2.

4.3

4.3.

4.3.

a)
b)
c)

d)

e)
i

g)

IR R 5

EENEHE (BMI>40) ;

HEAEAT iR R WG L2 SR, BRI H 0 W il et S B R S s 3
FREPIEFER GHON RSP L5, N a a2 (kG L%
Frfy) 09454 R 158 A NIPT2.0 sl TP iz

MFAH OGRS (A ES =35 9) o G50 & @ RS B Wi, ek
AT7e5r AL ST, B ELE A NVEF= RS T ik Rk S AT IR

it IVF-ET 4302 Za i s i Zaiay, (5 8RR B RS R h Ak R 28 2 B b

T <g S fn, FEMILEERR, . SURERE (ASSREAT) AE
fif s

[ Ui LA Sy vl i o 22 SR A i A LA S O

3 TERAR
A FFIN R S AT R A RTINS, ATRE ™ A £ R, R,

a)
b)
c)

d)
e)

9]
g)

5
0
P

fE<12°0 4

FelA— 77 BT B AT R R e h R R B R AR S, RO IR AT AT A T
Xt T AT SR S BN R ol ) LR S A e s DR T P R, BT A R
Sl A TR R 5 3 AT PR R 2

PR R AR R LSRR 5, RIEET R AT2
dE—AH AR RERT, Bt % HER S RS, BRTEA. Sk
L5 A I

=k = L TR

ZufE>gte RS, RUERGAG LR BT, B, WRIRAGE (ERmE N T) ARG
s

IVF-ET 40 I 50l HoAth 3 25 26 RANFR M 42l

25 T, o S BRI % L o il 1k 1) L At 47 962

HAZEKR

1

HARAR

AR L 5
2 HAXSE

a)

b)

c)

S FHME— 25 X SR GRF B A B IR AR D) HETAR IR, B BCRIMET M %
TERGAE P — S S hRIH, 55 B4 S At R BRI B S — 2
R HEER R, AR (SR REHETE) RER 1270 8 &L
EAa sk A i 10mL;

FAESE RS, BFEIE 810 M-S RME CiFSERERERATE) Pik
FIFE MRS IR (15-30°C) {897, RIS HFEARTLE 96 /NPy kAT M4 70 8 .

6



4.3.3 mMESE

P RSB 2, BB IRI R -

a)  TAMREEOHL, REZRER 4°C, FHRERERE, BONKILE, 1600g B0 15 5
B, WRER B K GERAER R PR 20 S A  HREE TKE L
i SmL BT, ARG R A S S

b) T EE B, R BN 4°C, IR BEREE JG , # b — IR B3 LA 16000g
Bl 10 B R ERFRARANML, K5 LRSS TR 2.0mL BLOAF T GEEAZEIR
FIERM A , FEABIIN 1.85mL, [FNEGA 2.0mL 808 EARoREA
iy MRARL FI, FEOFREALE Bidx.

4.3.4 RESEH

a) MM WEEERERZH RS RENSHLTHIE (15-30°0) %4 Figkh
FRAT . B AR AURI FR 2, 4 AR ATE IS i FE b th BRI 2 7% 3%
RORFEB R IIRE A i ) L7 25 DNA HLfi, 4 MR A ZER A RAE R BTl (15-
30°C) 747, I EAHE 96 /N A 58 R M3 4 B ¢

b)  MRAEA: 5B M PEAR T T UK KA T gk, 2k (R R A% Ik AT 2 0% 55 (1 58l
£TvK, BAZMWRE, SRS EZ IR P T KUK BOR, FEARIE R &
I N -20+5°CER-80£10°C IR BT {47 o ML HREATE-20+£5°C %A T 5 8 (A7 18]

ARiE 7 R 7E-80£10°CHK A F AT LARAE 2 48 MUK VRBKECA N 3

W

4.4 AR

AT 2R E BAEANIL, THRIBIAAD T 100006 MRS IREA, A FEGEE B2
W A% B AR L o A

4.5 RIiTFE
4.5.1 NIPT2. 0 fEZstM3 72

R (A SR MG LIF RS DNA et pR S A iR S DR G st . (3
K- TR B« AR R R A R AT RS0 A

4.5.2 xtEAEREIE
X EET7 325 (AR AR T 2 SRR AR A AT

5 FRERE

5.1 REEH

a) AR T R OIE R BUHARE AN A BEPRAERS 3248 R AT i i
AN, IR R o+

b) ARG RR R, FEREAK I AT R A AT A 8 S R AR T S AN A RSB
R A RS2 X AR ARSI 25 SR 51 e 5

o) SRR ) & Iy SRR AR AN BT R R AT R A

) BRI TERRIT, B R S R AR, R DA N, B R S
BEATET A, B RICRIRE:
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e)
)

RIS HE SR AT TSI, B b i HE T LG 3 A IR
BRI A PR R B RO G A0 SEAB BRI (88 B SR i B 755
BRI A R EER

5.2 HIRER

a)
b)
c)
d)

WS E MRS R E R A TR, A I Se 8. IERR. JTSEH T Lhid R

I AR SRR AN B R G 0 7 (S SO S B B R, 2544 R R B O
DRI RE AR AT Ml — AT RS S R R AC R AT R M — 52X

I AR AR B8 B U B8 B (5 8, BB AR MU /RS, Hib'S
15 o Bl H U, REA7 A AERIRS LRI A B4 s 2K ik
NigilsR, ZHERAGE (ER. 2% , WKSITER. FEARRRICRU
BeA AR5, WRISHREACKRIR. 95 /A2, . BAF. RIS R I e
R WREFMELKE.

6 FSREE

6.1 HAZIBRIRE

a)
b)
c)

d)
e)

)
g)
h)
i)
i)
k)
D

SEIRE AT B AHT FEE PN TRR T & AN IE N BB I RN 5
ZREMMEZ, B g R K

TR R, 32 AR A A REARSEEAT AT T, AV FE R 4 IRt ACHT 5
M EE R 2 1k

2R BARYI IR R AT, (EATHSZRVI#

TR ARG A A 5 R A IS R BIREAS, BUEIEIRIOT T R4 R (A
PERTZ WA R EBE VIG5 BIREAS:

KA A5G G s ™ T IR A
FEANGLG, BT AN ZE SBORR AR A

FEARA . FEA DNA $EIUE S0 8l & A R HFEA

A N9 R 22 S B ) BT A 1) 8 LGRS AR R AR

SN REA;

PERTSWHIE SRR LR R & RALEIREA

W A A AL T BRI DL

6.2 GIDHEE

HENTPT2.OF A B0 445 SR 5 7 1 12 W sl B 17 AR Ll D i SR T B f R AL ik
RBCRIERAR R IER R (W#2) , MHTIFAENIPT2.00 Ik R REBEEAS I InRF: 5
B MRBETESR. MERRRE. PHYETRRME . BT AT R I R G ER, LA RIfI95% B

X 1A
Fz2 WNERMEEER
NIPT2.0 st & &it
PR BATE
PR a b atb (r1)
PR c d ct+d (r2)
&it a+c (c1) b+d (c2) atb+ctd (n)
8




HEAR:

IR RBIEMTHE =a/(a+c)* 100%

AR =d/(b+d)* 100%

fEBAMEZE =b/(b+d)* 100% = 100% - I AR4E 51

HEHiIE =(a+d)/(a+b+c+d)*100%

FAMEFIME =a/(a+b)* 100%

BIMEFIIE =d/ (c+d)* 100%

Kappafti =[n(a+d)—(nici+rnc)]/[n?—(rici+rne)]

95% B {5 X 8% Wilson Score it 5 .

R RMR = fFRiL. 7. DNA BRI AS AR A5 b A i R i s A ) 2 W)
o/ NAEBIEL * 100%

7 MERMHRER

7.1 NARFIBRTER

20234E2 A F20254E9 1, it NALSS 126 FEA . Hodh, SIBRFEA3396

a)  HITBEL. M. DNA JF G A& Shr AR 5 R i Bk U R A 257
(REMEMZR A 4.66% (257/5512) ) , A0FE; FEAVE L, HEIfL. BEREAE 97 il
WU 2R BEO0. AEZI0 55 R RS RIS AR IREA 104 B R L E 2 SOR % 6
NERIIFEA 56 )

b)  FAARERNBFREREA 44 B, QFE: RA—J7oo07 BAT AR e ik 8
BRIER AR FEREAR 39 Bl ZUW & IR, BRI E SRR S

©)  TCIRIRHUAT L ik g IR A 38 fil.

PN T HIREAGI KC51735)

ONEE R S Bt o S A A o R RI2.

2023523 F2025598 | FAES5126) ]

3396

o IRMEM2576) (4.66%)
«  BM. 3EM. WEGXIEE7H
« WS B, M99, IPOSHFIAR 046
1) LcfDNAB S SO RIARS 66

o BONRIAAH
«  BRCNV3IIH
- R (RREH SIEESNS) B

: o FHISER38H
[ AL 51730) ]

FRBES T ] [ RERESH | [ RRRBHH
ratER1126] PRtEEARS0616) Laeirt ) TBIEERS 1676 BEtEEAM 306 Bt RS 14360
- PURBE98HY « PUMAHES059%Y « P45 « PUBES16764 * JUBtE2564 - WIBIES1436¢
- fRREtE146Y - S5 - FBtEH  EEESH

o 47XYY
o 47XXX
Bm|BiE261, NIPT
PlusiEE R 51
HEREWINER
i amER
BLEE HEGFLEE

E2 ANARSRERSEER

63
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7.2 NIPT2. 0 #&MIPRMELERIER

ARG S IT3BIREA b, SEAG T P ] 148051, oo BCPH PR B %01 2761,

5 B (A HR5.81% .

FFEERNHISIT3GREA D, AT St A R AR B e ol L 12, o
T o, SO FHTETTIIE 87.50%.

3 NIPT2. 0 #FAMLERER ChEEdIEREE)

FEHERBR PRMERI% (EPRMEGIHD SEMRMETNE (PPV)
21 = {REREHE 49 (49) 100.00%
I8 = fRZR A 13 (100 76.92%
13 fRERETE 10 (6) 60.00%
254k =1k 1D 100.00%
165 Jefifk =1k 1D 100.00%
i SERE (R SR 38 (31) 81.57%
S BR A AL 112 (98) 87.50%

T EBRMNATHISITIFREA T, A0 Y AR R e B P 6], e PR P4
Keafy), A PAYET{E 66.67%.

4 NIPT2. 0 MMPAMSERIER CheiFfEE)

FEEERBHR PRIEHI% (EPRIEGIRD EAPAMETIE (PPY)
DiGeorge 455 1E (22q11.2) 2 (D) 50.00%
Opiik R ER A AIE 1D 100.00%
Cri du Chat £E51E 1 (1) 100.00%
Prader-WilliZz {5 1iE 1 (1) 100.00%
2q33ﬁ}{9€?ﬁiaﬁ%&DiGeorgefﬁ? 1 o
&1k
SR PERE AL 6 (4) 66.67%

FEEERAIAHT A5 173 B0 A rhr, A5 00 Y S5 A DR S0 9 B e s 030491, Herb 20
PEI &5, A B vET{E 83.33%.

5 NIPT2. 0 RPRHERIER (DAL RERER)

PR {5 % .
BEERREH HXEE CRUPRHE B4 PRI FRMIEPPY
BEREDS FGFR3 8 (8) 100.00%
MuenkeZzi {3 i FGFR3 1 (D 100.00%
PR A1 10 NFI 4 (2) 50.00%
10



BEREHEH xEm | R | mrmaiarey
CHARGE4: &1 CHD7 2(2) 100.00%
S Bt PTPNI1 3(3) 100.00%
KabukiZg &1L 1 KMT2D 1 (0 —
Pfeifferfi 5 fIE/Crouzon&i 5 fiF FGFR2 1 100.00%
Cornelia de Lange7 15 1iE 5% HDACS 1 (0 —
Beg A SRR T ZEF AR COL241 1 (1 100.00%
SEATPERE{b2 7 75C2 1 (D 100.00%
Greighinill % & 1 H LS 1E GLI3 1 (D 100.00%
ZIEEW I PKDI 1 (D 100.00%
Loeys-DietzZ5 & iF 15! TGFBRI 1D 100.00%
Loeys-Dietz&z & fiE2 7! TGFBR2 1 (1 100.00%
A 5 L (A3 Y TCFI12 11 100.00%
AT B LR AE3 T MAP2KI 1 (1 100.00%
LS ) LR 1 o g 275 CDKLS5 1 (0 —
S PR R A — 30 (25) 83.33%

7.3 NIPT2. 0 5xftk AR89 —30M S4f
7.3.1 REEIEEEE

7.3.1.1 21 SHREATE

ST ERIIS L 73BIRE AR RI21 =R E5 B AT SETT 204, NIPT2.0 50 L7 IR 45 AT L,

I A A B A HH 2204 100.00% I RS 5 E 2A100.00%, B FEPE 2 40.00%, HEREE 4 100.00%,
[ T F 49 100.00%,  BITETIMI{E 4100.00%, Kappaff#41.0000.

6 NIPT2.0 S3ftb AR 2x2 FIFESHh (21 =45

NIPT2.0 ML T EAR e
R Bt Mt i
PRTE 49 0 49
Rt 0 5124 5124
&it 49 5124 5173
SHTEIR DR (95%C1)
IR R E 100.00% (92.73%-100.00%)
% R4 5 FE 100.00% (99.93%-100.00% )

11
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PR 0.00% (0.00%-0.07%)
AERE 100.00% (99.93%-100.00%)

PR FURE 100.00% (92.73%-100.00%)

BA 14 TR 100.00% (99.93%-100.00% )
Kappa 1.0000

7.3.1.2 18 =fkiza1
A RIS 1735IRE A (1 18 =R 45 AT e it 43 Hr, NIPT2.0 53¢ bl it i L,
IV A R G 26 100.00% I HET 5 1 4999.94%, (B PIPE2E H0.06%, HERFE 499.94%,
FRPETRIIME 76.92%, FAPETNE 7100.00%, Kappafti }40.8693.
7 NIPT2.0 Sxftb 5 EER 22 FiFk A4 (18 =)

NIPT2.0 IR R .
“R Bt Mt i
PR 10 3 13
At 0 5160 5160
&it 10 5163 5173

SIHTIERR SHEER (95%C1)

I PR RBUE 3 100.00% (72.25%-100.00%)
s RAF 5 99.94% (99.83%-99.98%)
PSR 0.06% (0.02%-0.17%)

AERE 99.94% (99.83%-99.98%)

BRIt F{E 76.92% (49.74%-91.82%)

PR FURE 100.00% (99.93%-100.00%)
Kappa 0.8693

7.3.1.3 13 ={hEAIE
XA BRI S 173 RE A 13 = A5 45 FHHAT G it 2047, NIPT2.045 % b Ek i g Bt b,
I B R R /A 2549 100.00% , I HRHRE57 1 4999.92%, (PR 3 490.08%, R 4999.92%,
FRPETRIIME 60.00%, FAPETINE 7100.00%, Kappafti40.7496.
8 NIPT2. 0 SaftbFskeE R 2x2 ka4 (13 =ik

NIPT2.0 ML AR ast
=R B BAME
PRtE 6 4 10

12




PRt 0 5163 5163
ait 6 5167 5173
SHTIRRR DHER (95%C1)
ek R B/ = 100.00% (60.97%-100.00%)
IR 99.92% (99.80%-99.97%)
fRpAMEE 0.08% (0.03%-0.20%)
R 99.92% (99.80%-99.97%)
PR FTNE 60.00% (31.27%-83.18%)
PR FURIE 100.00% (99.93%-100.00%)
Kappa 0.7496

7.3.1.4 ZIMEN=AEZEDH

S A BRIS17300REA B = T0% M =0k 45 BTS2 A S8t i, NIPT2.0 5% e rid
fags Bt b, AR R BEE /S Ak 2 9100.00%, 22 I RS 5 15 5999.86%, 534 FH
T N0.14%, 5 A HERIIE A99.86%, 54 B ML 4990.82%, &4 FAM: Tl {4 100.00%,

Kappalffi#0.9482.

R9 NIPT2.0 Sx{tb LR 2x2 FIRSH (ZMERMZALEE T

NIPT2.0 LR R o
ZR PR — ait
PR 65 7 99
A 0 5101 5101
Ait 65 5108 5173
DHTIERR DHER (95%C1)
Egg@iﬁiﬁ/ 100.00% (94.42%-100.00%)
SEIERFRE 99.86% (99.72%-99.93%)
SARBMAME 0.14% (0.07%-0.28%)
AERE 99.86% (99.72%-99.93%)
S AAMEFE 90.82% (81.26%-95.21%)
S AAMFE 100.00% (99.92%-100.00%)
Kappa 0.9482

13
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7.3.1.5 ZHBRIEREENES SR

R EER S 1 T30 A 4 30 B AR A R AR 85 Rk T ER 5 St 40 i, NIPT2.045 % b
THERIE R, A Im AR R U Sk 32098.00%, G IRACRE 72 0899.72%, H&
B E A 90.28%, B Al i 1 999.69%, & & P TIME 7987.50%, & BITERIIE AN
99.96%, Kappaffi}y0.9230,

=10 NIPT2. 0 S35 AL R 22 RS (2HMEFIEREEEE S

NIPT2.0 WL EER N
R it M =i
PR 98 14 112
At 2 5059 5061
&it 100 5073 5173

SHERR SHTER (95%C1)

gggﬁ:ﬁiﬁiﬁf 98.00% (93.00%-99.45%)
S6lEFRERE 99.72% (99.54%-99.84%)
S&RMAMEE 0.28% (0.16%-0.46%)
BEERE 99.69% (99.50%-99.81%)
8 S PRMETE 87.50% (80.11%-92.41%)
SEMRMEFRMNE 99.96% (99.86%-99.99%)
Kappa 0.9230

7.3.2 RAENBREEE SR

o 5 A R 5 173 RF A I B (0 et S £ AT £ B0t o, NIPT2.0 533 ik
gk AT, 5O PR R R N100.00%, 54 I PR 57 2999.96%, 4 4B FH
TE3E0.04%, S HERR R 999.96%, 545 BHTE TG 966.67%, -4 BTN {5 4 100.00%,
Kappafti 40.7998 .

F11 NIPT2.0 Sattb 755G R 22 DIFRSHT (REFENBREESH)

NIPT2. 0 RILL 7T AR N
R Bt Mt =i
PR 4 2 6
At 0 5167 5167
&it 4 5169 5173

DHTHERR SR (95%C1)

14



E?Eﬁﬁi&;ﬁf 100.00% (51.01%-100.00%)
EEIEFRERE 99.96% (99.86%-99.99%)
BEAEMAMEE 0.04% (0.01%-0.14%)

AETRE 99.96% (99.86%-99.99%)
S A PAMEFRNE 66.67% (30.00%-90.32%)
S EPRMTMIE 100.00% (99.93%-100.00%)
Kappa 0.7998

7.3.3 BMHBEFERERESSA

o FF A BRI S 173 IR AR ) B I R A 45 AT 25 B S i 40 FT, NIPT2.05 %4 Lk
THEMEERAT L, SaIER REE/ S AR 3 5100.00%, ZEIERRFER99.90%, H&
BB PEEE 0.10%, E S HEMIEE 999.90%, & & MM TME #83.33%, H-&FtETl{E A

100.00%, Kappaff #70.9086.
12 NIPT2. 0 Sxttb7EAR 2x2 5k (EMRERBEBEE ST

NIPT2.0 LR R .
R B Bt i
PRE 25 5 30
Bt 0 5143 5143
&it 25 5148 5173

SHTIEHR SHTEER (95%C1)

E?gﬁﬁiﬁi’g/ 100.00% (86.68%-100.00%)
E5IRFRERE 99.90% (99.77%-99.96%)
E&EMAEE 0.10% (0.04%-0.23%)

SERE 99.90% (99.77%-99.96%)
B A PAMEFNE 83.33% (66.44%-92.66%)
S &AM FRNE 100.00% (99.93%-100.00%)
Kappa 0.9086

7.3.4 BEEZEESH
X R BRI S 173 RE AR 0 430 E bR 48 BT 45 B Bt a0 T, NIPT2.05%¢ e Jyidk

W& AT bE, SN R AR % 98.45%, S A I A /999.58%, AN

15
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TERM0.42%, A HEREE 899.56%, 56 FHTERUMIE 285.81%, K& FAME TN 499.96%,
Kappaffi 40.9147.

13 NIPT2.0 53 EER 2x2 FIRSH (£BEIREREE S

NIPT2.0 LA R .
“R At At i
PR 127 21 148
A 2 5023 5025
Ait 129 5044 5173

SRR SHEER (95%C1)

Elgg@iﬁ;&/ 98.45% (94.52%:-99.57%)
SR IRKFRE 99.58% (99.36%-99.73%)
SERMAEEE 0.42% (0.27%-0.64%)
SAERE 99.56% (99.33%-99.70%)
8 A PAMFNE 85.81% (79.28%-90.53%)
SAAMTUNE 99.96% (99.85%-99.99%)
Kappa 0.9147

7.4 F—HERDH
NIPT2.05%F b A7k (4 xt b, F6AG 2 14902 BH 1 25 SRR 249l B 1 4 2
7.4.1 RAFIEREEE

NIPT2.0 5/ AEF=RTIZI CGRKF R R EATCONV-seqfll]) FI/aRBH ;45 F AT, 1714
151 e o A e 5 A BB P 65 SR o o 135G 0 % SR 5 W R B 67 BT . (NIPT) &5 —
B, AHEBR RGBS (BIRGJLIEFR, BAftRAAPIREARER) ER.

F14  REFIERREE 14 GIERAMSER S

e |51 | 2@ R AER NIPT2. ORISR | sitessss | PEVH
MEER
19 J| LI ATie: 18 =1 XK )
1 |36% 4% |z 15022 TI8 CNV-seq |FH##
R 1)1 | P e A '
2 |E 6% TOIF=Rifme: 18= kK| T18 CNV-seq |FAtE
18 J& [TCOI™ R THA: 18 = ffm KUK ek
3 |35% B |ze 70 T8 CNV-seq |FAtE
g |16 BRI AU : 13 =4k K i
4 [31% sk | (z-4.763) T13 CNV-seq |FATE

16



FS| Fi% | 2E Il FRAEAR NIPT2. OREMEER | Mt A% EEE
s |3z 12 J4 ﬂAEﬁlJ?*ﬁﬂﬁ”ﬂ?ﬁ: 13 =R 13 ) W
4K |B
6 [28% [E |EOIFFATIR#E: 13 =@ RT3 ICNV-seq |F1tE
7 39X (18JE (1WA 13 e K RT13 CNV-seq [t
. . iifidr: Phij ¥
N e T S T i
ST g
o P o [0V BREIE E g st Ve (i
10 [37% ;:__J% A=A B PR B A |CNV-seq |[HTE
N
o (V7 SPGB s PEBe R e . "
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8 MEMIRERITIE
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