48 - ZRA - (A T 8 I 4 R R T RD )

2017 4E255 9 &5 3 1

G o PR AR B AR A TIC B 7 iy S DR AR 000 41 B #2811 BA 12

A= W2 SRR

Reex FEW IR

(RN RN RS G )R BRI 518083)

GEEY g (o bRk Al 4 4% 1 0 8] 7 B 2 [H 46 1 (non-invasive prenatal testing, NIPT) & — i & F 22 I 4p A
L 3% 85 016 L DNA BB 287 B A T HEAR o ZH R TE BT I I PR L HP R B R T AR R R R S R
P AH H TR SN I P e IR JL DNA R IR LA K R AR A AR LR W B3R 25 NPT A6 I o 4 14 L %)
T EBREA 2 B EDNA KGN A0 e L3 004 S 205 50 5 iR JL 3 52 A2 L 00 A 45 R AT A R — BN 1
Do 2 PR S B 5 S IUE 5 L3 A NPT Al 45 2R 5 iR )L AZ B R — BUR A W = Dt PR B 28 A0 4« R ) 8
AL CE PUIR — R BRI R S R DNA B DUECR 3 BRI IR )L DNA & BEAR LK RS 25 i 8 M
TN o A SOR X Eak NIPT 45 S0 P 14 A2 ) 2 58 Wi DR 38 AR OG WF 52 0 Joe A7 2 3 1 1k il i
RGRAG T A5 A BT B 4 0 81 7™ 7 e DRI A 00 33k 01 45 A 7 B i B2 =2 U9 10 A ¥ ) 5 [ s 3 o B
NIPT {5 A P 5 {1 B A 14 20 S st 418t T 4 3 Pl 1

CRIAY  T0 007 i PRSI 5 {8 B 5 A8 FH 4 5 A 9 22 JRU TR 20 A

[FEHHEE] R714.55 [ #k#RIREB1 A

e R AR B AR TC A 7 17 2 AL (non-invasive
prenatal testing, NIPT) J& — Ff 3 F Z2 49 b J& 1fi. = i
Zil6 )L DNA {58 87 Jir A AR o 3% BOR HFTI I
PR E 72— J007 Hif i A A » 228 H AR 2 UL iy
YO R =R AR 21 =R 18- =R DL S 13- =4k,
NIPT 3 o) >R £ 2 { AP 1L o 43 125 103 45 BRI 3% v 1Y)
725 DNALZEAT ey 38 0 U 7 045 5 A= W0 05 R 0 A O
2 A G LR T B R S5 R B AL . BE T NGS i 4
FER A 5 # s (“shotgun” massively parallel sequen-
cing, s-MPS)J2 H 5y % NIPT $EAR G . posdh
AT DA R R IN A H A 3 R 2 X35 (targeted , equenc-
ing ,t-MPS) &, SNP {if 5 2% 52 4l $K J5 19 DNA j* 49 itk
11 NGS WP, fEad 22y 5 48, NIPT A6 il R
FEIWG RN H 4802 . HETC A G IRIF5E R %
PN 21-Z 4k 18- =R A K 13- =44, 2 BB 4 ) ]
IRF 99%6.96. 8% 1 92. 196 s K5 5HE 43 Bl 99. 92% .
99. 850 F199. 86 5 fB FH A 43 Sl /2 0. 0824,0. 15 V6 7Fl
0.20%,

doi: 10.13470/j. enki. cjpd. 2017. 03. 010

NIPT fg o 0 5 J2 22 01 1 3¢ v 19 3% 25 DNA
(cIDNA) . Horpr, KFB 432k B R [ B 20 g B % Jor
B 5 DNA, 7E4E IR 1. i 8 DNA 3% 35 2 40
I 08 T R B R U8 B DNA A BE 1A AR A il 41
X 4r DNA BRI 25 5 JL DNA 3 5\ 7T LA
HER R LY st fL (5 B . B ETM NIPT kIt R
X i 3 rh BEOR ARG JLOR U 14 7 B DNA JETT 9 153
T 0 A 3 A AR R LT 5 I R A Y A
38 O DT R AT HERR AT . TS 2L T
cIDNA I 7 (¥ NTPT 2 A FHAG M 1 2 B 44 if 2%
it DNA [ °F- 3 20 7 i, Bk, 4§ NIPT 1
iR T = R LS| e R4 o R S e R N
A I H i S G L DNA [ Sk U5 DA K f it 78 1k 45 A
Py 2 #8435 ) NIPT A I off o 1 . % T H A5 %
5 - 2x B cIDNA K H 9 G LY o 1 53 45 1 5
JiE L BL 52 14 A% Y 43 45 R A AE R — B I Bl
ST I % AR TE I PR 14 10 FH 4 5 7 8 A AR i
R Wi HE AR  NIPT #6900 25 5 B M — i Bk 47 i —
B AVEFERTIZ N
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o W PR S B 5 58 BT 5 3 i NIPT A6 i 25
5 R LA TR AN — SO A=y 2 S IR T 4 5 R A 4
fR ik & O — BRI T R R S
DNA # DUHC# Y VBRI iR L DNA & 5HAIR A &
TRORARE AR AR DR R SOK R bR
NTPT 25 5 o 1 1) A ) 2 52 ) DR 3R A S ik e
JEIEAT LR 5 [W] I % B0 NTPT i 7 4 5 41 BH 1 1)
I S g TR,

1 Z2@EMmEPEIAEILIFE DNASKIRR £¥ F 514

1997 4F, Lo % N\ i@ PCR Wy ke 42 10
1% b & 3T MG L B DNAL Sy 3@ ik B K il 380 %t i
LS BRI 2858 T Rb 24 SE Al

FEIE 8 4 k23 B op, iR L 2 DNA (cffDNA)
JUT- 2RI T M St S R A . 22 A oh A i i
WiF B R JL DNA 2005 R BE B A7 7E . &5
R A M3 B R UE Y DNA LK 3 W 7
166bp. M J5 )L B DNA [ K I 4 143bp™7,

Uit B R )L DNA FEBF A 1l 806 2R b B0 i i i)
DA fr A — e M. AT R 4 J8 R 46 . 22 10
A JE L e T DA cfTDNA ; G 05 7 J) G 43 0 35 2
ST s of [ DNA FEBE ARS8 JE i v 0] DL — 5E B ) B
FETE . L0 S b 5 20 8 39 0 3 0 s AR UR AR 10 A
ZR A 3 3 B DNA H G LR TR A9 DNA R B & &
(fetal fraction) -2 10% , I 5 £ & LL— & 1
LB 2 18 36 T 4 Uk 20 JEZe A 23 TR DA LA I
Fo g b s 35 %t 23 067 5] NIPT £ 4[] Jii
P AT R B L W A 20 JE A B 0 G L vk B o 7E 38 s 7
210 JAEE IR LM EEE ¥4k 9%, H R4 21 ],
XA VR B — TR AR A G e CRER IS i 1260, 21 )]
A G L B 38 25 b e 0 4, DL TR 100 A ok
PEATHEK . B JL DNA &5 728 fb 77 76 A4 A ]
() 22 S 7 3 Be BE AR TP, 290 B RE AR IR LR N T
3.5%0,0. 9V MREA I IR LR B K F 2526010,

B T2 R 2 Ah, Hofth — 26 K, A2 I K o
T L e o {0 A% 70 265 th, 25 5 Wi 2 40 00 o Ui G L
DNA f & 8517 LW E 5 2 A 5 7 %,
HZ AT B R & AR -8 PR R 21
SRR JLAE R i 22 43, LA A i A G )L DNA &

L ERE - 49

SRR E L R LR 18-= R 2, Hois )L DNA
B ERRIRAR . H RTINS X R 5 T e 5 iR 4
EFRRERA K, WA P EZR UG 210, H R
JLe B WY Sk TR iR 2 4 R IR R R LR B Y
1. 62 %, JBAA Jt A P e I R 1 2 40 HL G L vk B 25 e
g,

WFEs i JL DNA R By 5 WAR &2, 22 10 53 1%
J 50/ B TG 3 A T 381 0 Ok M 2 1Y) 3 5 i )L DNA
FB. A B ST R B 25 iR )L DNA 1 B il &
AN BB B — A B B 2 g 0 30 ~60 43
B ZANB BOF BRI 13 AR TE 1~2 R
JEUFE G L DNA ok A . X e ff 58 X 3t B
BT IR 7™ A 1A U 25 iR )L DNA KR 552 F — Ik
4T 00 B G
2 FaJL DNA & £ (fetal fraction) 3 NIPT % 8 Y
A1

o1 T cffDNA & AR 5 8L A A J7 14 AR M
Ry === . Wi % = 8 5 0 JF (next generation se-
quencing, NGS)HEA Y th BL K A Jie » il 45 308 1:d 46 1)
ZE U 3K R R T S DNA SRS I R L S A DL S
U AR R A R T I B AR o B il
H I R DNA SEATI0 R 9 0 B e B B A e
PR A B0 Hls R 55 0 22 01 ) B 5 E R AR IR A I Y
ROy o A7 et o LB 2 B iR LB GRS
[26]

X % R i S B A e (0 AR A A
iR 2 AR AR LA A G (R th BEAR B A 44 1D
R DNA KA 5 5w o 285 0 o0 A 7R 3% e (i
I 7 R B (reads) ¥k L IE & A5 R 2, @
i NGS R 7 Rk B3 (ol fak i) 22 5%+ DA T 9f
FIWT e A AR A A, o EERAME T
R 9 715 - O 1 4R v A 0 ) R JEE L 38wl ARG iR
TR o 1 7 1 . B R B iR L& B . T
K3 T A+ Z-scores (B L BUA 5y IX 0 iR L
e €0 PR RE A AR AR R AR

o T BRI IR AEXT BRI offDNA g 47 4 2
O TR AT cHDNA I i Be il i 802 57 752
e BEACIE B DNA 55 B8R L 20RI0 i JL 3 @ 4Rk

il



50 - R -

AR 5 RS R Z ) 7E B0 O E i 25 5 offDNA
FHE - EEN S BT AR A
T 1 AR 18 G o A S 8 A ARG I L DU e ) A ROEC
EAMGILE ERE TR WA R B, W, Jiang
SR R X TR LS R 3. 5 M REAR A Ak
W 7y B & Cunique reads) i Zk 8] 1. 7TM B, 4 7]
PLIR BIAR o A 0 R B8 . A I B s i — o T
DU LA AR T 3. 5 Yo i, 25 5 i B BA 4 1
R

XF G L B AR JC 2 4K 158 NIPT 46 0 45
(no call) /22 1, T 25 7 5 7 SR I A ) a2 E AT 4
T I RV A J5 R AT A APE2 7. Song 657 44 T
FHOCHF IR G5 3 A 229 454 i) NIPT i £ b A< hr , Xf
BT 6 )L DNA E 5 308 R M 09 9 5 I 2246
WG LT TR . X TEH R my 22 1.,
68 Y0 1) 2Z K AT A3k A% NIPT A6 25 58, Hovh 98 %
() NIPT 25 5 8 F 5 A5 R AR XURS

T3 — AR e )L E R R R B R et IRk
e DN R R SR AR SR N R R NS S
R & DNA & Bt 20T H A B A & 6
A, — A e o iR = R B A BB 5020, %
BRI 2 i B L B 100, A0 B = ARk A
XSRS 500 X RE R 48 i 2L B 15 B A b
R TR KA Pk .

3 BRILRREEHRSE

R ERILEEMEYZ — R EBHA L
JI6 LK A i) — 3245 51 384 W) BAR ] 3198 B A% AL —
B th TRMR M AR LYE B DNA 205k A T
JE& R IBLS B & B — BB oL & 8
M) NTPT A ) iy of: o 1 o
3.1 WREMMEAEKAEGTUSHE NPT BEE ¥
M) NIPT B I 4% PR 3R 32 B2 BRI iR 8 4 5 (con-
fined placental mosaicism, CPM), CPM >} 4 Jitl 15
e . — MR & eI L G & b A7 1E
2 K UL BT B 20 i & L T CPMJ& HS2 il Jig % 1Y
HH GURF 1 G 0 A i

R AR 6 26 4 i v S [) 28 R0 240 1 S8 o i
Ao 3 P2 A, 1 . Sw R BT AR L R 2

(RERZEAECLTFHO) 2017 45 9 &5 3 )

1178 . S 6 F 4% 6 [0 J5 5 TI0 784« 9 b 4 i 255 700 34
oo TRVANINT AN 32 282 A5 22 5y 2400 B0 S5 % L I
PR S s S I T U N U S W ¢ 7 NI
(1) CPM 28 A1, e A (A S 119 28 B0 JF AN S B L
. T A 3.7.13.18.,20 Al 21 S Y o Rk S5 & i B
A2 2 185 . 8.9 15 H B A AN, X e £ 44 3
56 4 B R0 A 1 ME 38 B bE L b e o IR v TT TR
CPM MM b T BUAIG, AE X AN 28 A, 2.7 A
18 5 i fA = 1At B A 38 L 358, 5.8.9.10, 12,
13.21 Fl 22 W WL [ B CPM R R & =R & F
Hh %, X PSR, 15,1618 & AERIBIF L 7,13,
20 Fir 22 &, HAb Y AR kA, 1 A CPM —Jig
SSH AR JRILERKZRAUGR) VH NAET:
E B PET T8 CPM K2 a A % .
— /N B LA K Z BR e B N At T A
CPM B NIET-FIIG LA K2 IRAE #3538 . 0F HoR 2
B PIHRGE IR )LE WAET- 5 CPM 16 #1567,

G TE AT LU 22 53 B4 43 1 s 1% 8 o DB
YA BRI, Wi W E RAETEIEE S
HOTEHAE 2 R R AR R . A RE BN
e TR A LR, 5 M TE T, [ R Y
AR 4 B (NDDD 0T A& AR FE 0 24, 33K
SEAT MG 2 b =k | R E S
R F R 2 AR g R T AR BIE B A R 2
- WA Ay 24 NDJ B R 58 R R A 76 B 55 B 40 i
WP, ZRESTFERZRNWEAK. ES
LR A 1) 240 M R ] T B R) A5 R v B i e iR Ok
Fo WIRZ R YR E R R AL R 57 )2 44
JiLrb AR A 28 B A P R A AR AR AR T AR )2
S 8] 5T = AR G LR AR AR = Ak, AR
AR B RO A AE 9 Al S R b, BR
RGP RIG 2 kB AR G Y AR AR L, M
T 810 5% )2 5 TR T 3 Oy = AR5

A FEARGE TR 9~12 AR CVS #1777
HI2 Wi 5 1 b . CPML 1 2 2R R 2 100 ~2 0659091,
AN T) 2 U 1 ity 48k G A 2E AT 986 I 2 O B AR e
KB BREF R G FRERZ 5. W0 R0
ST S 0 Y L8 7 NP S TR 0 o VT v NI VB i o B
FE 1k (STCvilld) K 15 75 35 (LTCvillD™ 4
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WSRO BRI T M TR 2 KRB £ %
SRUEF N A0 2, o e ST 40 i, R g 1 2 CPM Y E
IR G RE M B, 1 8 CPM 1A & K KE
F2 7 Al LB s % T 1A CPM., 4 391 1% 55 F K 301 3%
TR R LA LB, Sy 7ol 20 6 o 5 R
PR S A I STCCHH M 5% 2) s 246 LTC(nt
] B M) ) L T NIPT, 5 4G 0 3k 5 T 40 it 3%
F 2 DNA, 5t A 24 T 58 W1 1% 72 90 B (STC-villD) fiy
ghL OR[EIZEA ) CPM, NIPT £ 45 5 5 2 K %
RGBT 45 J 1) — B A ] (% P,

K1 JRER A R BGR IR R SR R AR O

NIPT 4 5
v r et AEERIZCHE ATRE L, B NIPT
COMRI e kg T g
CPMT S I T T
cPMIl i Sw EE AR
CPMI] st S EE mER

#40 » Hochstenbach™ 4z i , NIPT 5 CVS K
P2 A o R S G 9B B SR I I A R )
RN T18. i 45k 40 VbR A i R o 40 M 38k 77 2 45 1) ok
YIH A W% 2 a M G Lo AR i [R] 5T 349 24
el . X LR 825 7 Rl T B4 4
HRTRAN A i Z R IR SN SR B, S TR A F
Mr BRI IR G AN TRl . CV'S B 35 25 A0 36 40 6 a) i 41
LA 5 i K L e 2 W iy L o AR 11 20 B, B
il Fr FUBE S e 55 2 A0 (58 B B AN R . 5 IR AR
MMA—E 2.

H1 T CPM ot Ji5 48 14 [a) I 77 75 5 o 5 22 o 40 i
F YR 5 R LA AE 25 5 LB iR LY A
BRIK Z w2 DR ol 2 530 NIPT {5 BH 2 .
N TR B A LT R AN Y 4 BT, Grati FN 2§
AEERE 52 673 5] CVS b4 i 47 [l 1 43 B & 3
TEAS TR IG B 5 2 A TP AR S AP AE — 2 L il i 13-=
R 18- =K F1 21-={k, 7£ CPM | 1 CPMIll Hr, =
A28 M B FE 90 1E 10 %~ 100 % =2 Ja) , $i 4 <P Ak it =
A 2 B 1 L 451 =70 06 Bsf 3t T UG NTPT 45 I 25 2R o
FHAE ,21- =R V18- = R B0 13- = i S 4 WL Y = 1k
BB PEZ K 0. 033 % (1/3006) 5 % F 8 UL i) = {A& A1
X PR (B BH My 0. 08% (1/1243) 5 %F F FF A 4
R AR PSR 0,091 % (1/1105)

c R - b

NIPT [ I PR B FH LA BF 58 N 53 4l 1 — 4k
i F CPM 5|2 NIPT A6 i 5 5 {1 PH 2% 19 9 1] . 1)
. Hall % A9 #2371 6] NIPT 3 13- = 4R
FH A 19 2 4] 2 7K A% B 43 A i LA E R A AR A% 7Y
(46,XY) . 42 36" Ji B ¢l F 3 K o A A7 5 7 F
A B JE A G B VAT TR R A 4 AR
A2 AR BMbR AL )y 47,XY, +13[5]/46,XY
(381 47 ,XY+13[5]/46,XY[15], 5 444 [l
A5 %y 46 ,XY, Choi H 2 A" 4138 T — 4%
Fha#E 22 S Yk & M BHMESH]. TK Lau
SFNSHIE T TR A AN SR 5 — A4 NIPT £
D BH M 1 28 ), NTPT Al 45 28 oy 47, XXY, 3 B
T21.T7 i 4, CVS QF-PCR 455 XXY 4, 1%
IIMTEE SRR 49, XXY, +7,+21[24]/46,XY[6], %
16 J& 7K 28 il QF-PCR Fi A% B 43 B 45 3L ¥ 0 46,
XY, FEX A NG B A 1 e R HE A 5 B s TR R
T X TR A A R I NTPT A A6 7 850 & T
QF-PCR,

X F U B4 247 CPM, = K2 ks IR e L H #”
AR o B R AR A DRI T A ) T SR e £
WA RE R A T [F — AR A, B 3 o — 4%
(RN, Pan SEHHGIE T 1 BRKRE I SR A0 R
R o v KU (1/5), 7822 12 A #47 CVS, QF-
PCR £ 21 S Qe fk iy 7 4~ STR # 2k i, 4% 7Y
SIHTAE R 46, XX, 5 BE TR AR A O R A A
(UPD) , 3 — 5 (43 A= W) 2 Kl & 3L iR L 21 5
ok B TR, SR CVS 5 R, 42 10
PEAT T NIPT £, 25 58 T21. 8 F CVS f1 NIPT
GERR 3, AR 16 AT T K, 45
46, XX, UPD 21, BE&EAI 4387 4 A7 41, Horp
3SAPL A T21, 1 A & UPD21, B Bk, 4
NIPT F il 45 5 5 6 )L Y% €0 0 2% A — S0t o 0
% & UPD 1% M
3.2 ML MELEREAT 3T U T NIPT
TP Bt NIPT A6 I BA A4 955 491 1) B 1 X B2
X F NIPT 55 g 68 (R 4% RN — B0 B P45 2R 1
i 1 i G A Ry A PR . D B R 3R 9 481 R 5 G L
G BAZ R R —BUH X

WAL X 52 673 5] CVS FrA< i 25 5k 47 [l o



52 « ZRE -

PEO T, Grati 28 AW & B3 1 18 BOEIG L &
fR 5 515 B2 K A CVS 298 Rl AR 1 S 1 9% 191
SRAEI NIPT A I (4 B BHPE 22 249 2 1/107, Opstal
SN A X 8 MR AT AN 38 A A A T R R
NIPT A6 H B0 AR B 1 i RIS o At A] 3 2o X 5967
AT 28 2 SRS W0 1) 2 0 A D 454k 2E AT 4 BT S El
FAEFERRLIE & g & LR F 30%, fir 5 13-=
TR 18- =R 21- = A& 1 B JLAE 3 AT 0 01 1% 5% 2
k40 20F 5 [ B 1 0, AE 5967 BIREAR R, BB T
404 1] (6. 8%0) 13- =4  18-Z M Al 21-= 4k, Horfr,
14/404 (3. 7 0) J& IF # 4% B 5 4 AR b 4l ik & s 3X
S 5 7E HE AT NTPT A6 I i 4% 7 R 23 1% I 4. 21-=
RIS E 6] R 2% (5/242) , 18- = 4 I 5 14 L 4
R 7.3%(9/123),

BT A A o R i NIPT #6551 1 — it
HR 2 5 B Bl & I H B NIPT A6 2 7 H At 4
RS R AT R ER RN . Wang % AV HGE
T2 flh TR AR A BN 21- = AR B ) B
NIPT A I 25 SR 2 g AR XURS: L 75 B A A 7 )5 i
17 2F K SBF A I A % B, I XF 5177 J5 B G S AT
R AT LA A . 3 A WA S AR 2 6 T 18- =R
BAE : Pan % A" 438 09 28 61, NIPT A6 i 25 5
A5, X H B 58 FOKZFERIZ AL R 47, XX, +
18, Jifi B AL 4RSI & B8 43 41 it Oy 45, X (67 24,
62/69), KA /N He il i T18 41 g (30% . 28/92),
Gao F NV HRGE T 1 BIG Bk 5 T3 T18 Ik
2], 24 NIPT £ 25 58 g XXX w5 KUK . B Gk
I R 2 5 F B Jok 45 I\ BE Jil s J5 AT 2 K 2RO
QF-PCR FI4% B4 4 #r . 45 SRk 48, XXX, + 18, 221
TEPRL AL T IR 43 0 A IR B 7 A 07 B B4 8L AT
QF-PCR il J s 45 K, 25 5 o T18 M &t
Bl 20% ~ 30% , XXX Ay % A kb 0 8 w5 70. 8%
(73/103) . JiG LRI A 58 4 ) XXX A1 T18,

NIPT A6 i) 5 5EAN A 2 e 11 2 40 i i 3% )22 1 4%
AR IL R, 5 CVS 260, NIPT 4k A]
REAN S I 4 12 7 )2 i Al i LA Y, LA I 45 2R 5
G LA B A3 BT 25 SR S BN — BRI B, & 5 3
NIPT {f& BH P BEAT A APE = AT 2 Wi 12 . 78 I IR
o B S AR NIPT A28 5% Ry 13- =4k (18- =k 5k

(RERZEAECLTFHO) 2017 45 9 &5 3 )

# 21 =R JR SN AT A AR RS BT A G
PEFIR M A B T X NIPT BT 4t
X R K AR I 2k BT R L TR G AR
IR B2 AR A R (I NIPT 45 52 (¥ ify . B fi NIPT
A AR {0 NIPT B9 A B o8 4 HEBR iR

LS
s BHEERMEM

4.1 HHRPeERE RS EX NIPT £ R0 H W
FRTBTA NIPT A5 J 725 0 2 AR 4 B S0 J& i 3%
Tl B DNA JF 51 43 07 ok 47 S8 i iz e 3 2 Sk
FRA A0 25 DNA STk A S 1 00 . 1 S5 bs
A A iR i 28 57 DA RS MR ) 7 22 51 1 B
], WA A By A7 76 R 2% Y 40 IR 1 5 5 itk
B TEGE T 3 A B 23 18 JOMH I e 8 A R TR 1Y U5 S
DNA B, 32 T 25 52 i I 2% o B S iR L 3 @ fk
DNA F Bt 5 32 & Z A 80 T {8 45 H1 E y B
PE, 3 NIPT A 45 R 5345 1R — 5
R g 8 PR 48 DURCR 5 23 3 80 NIPT Al 25 2R
BB PHYE . Simmons % HGE T2 Bl TR
18 Sy ok 5 B & 51k NIPT &l 45 8 o8 18-=
RARBAPE R Z 6. T oh A B TR R 13 S ik
BB A 22 060 A BT B0 — A NIPT A6 45
HHy 13 5 Y (o PR R B BH P 2 0 . Tk R L
S T AT AL BRI Y o R B 5T AR S L 2 AH VL 1Y)
Yoo PR 43 57 B R v 38 PH MRS L AT HE B NIPT
BBHPEN . Flowers % AU 38 T — 4Rk ) &
B, %2200 38 %, FE IR # 0 & 18- =1k 21-=
TR AR KBS, 27 20 JE Y B A8 s A7 88 T 3h ik
S R E . NIPT K 45 58 Box 18 S
RAELETR /> T, 27K FISH IF %, Yo (0 1A 1 B 51 45
KRR 18 54 A (& K& fF 16 16. IMb ) & &
(q12.1,q21. 1), HEILACOR YL R A% BY IE 5, B R
R R e 18 S Y R R EAF R N
1A (46, XX, dup(18) (ql12. 1q21. 1)[12]/46,XX
(48] )., NIPT kB IL 18 5 Y iR fE7E — YLt
R BEE e AR, B TR AR Bl &
R R 5 TG B Sl AR AR o (H MR AE R L 4
JiG LIt Ry A i A 7 bt D) 25 51 56 A N A I DK 2 784 i
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B, MECEASMMAEE FBKEELIRE
NIPT 25 Fuf, Rl ax A~ 5 2 BOl A 1% 48 R L
{58k 4381 NIPT {12 BH 1 9 45

BE 2R 1 58 45 e AR AR B A AR, 58 S U A
P2 X% NIPT 45 S T3, o 6l ok A
Yao &5, 3% & A A AR R B S XXX i 2 B
NIPT i UG L X-= AR MR BP0 . A N3k
RUIE R, H NIPT 85 54878 o X Qe @0k = {R1E, F
— 5 119 2K Y o (A A% AL 3 B U 22 B O R Y 46, XX,
AR L AR AN IE R . 38 5 2 1 I 20 i G £ PR A% R
B AR B R sg ) A7, XXX, 53X — 9% B[] i
WYL 47, XXX BB Lt nl DA & g R e
518, Song A5 NV IRGE T 1 R HEK 6% )
18- =i A1 5| &2 i) NIPT A 3 18- =44l fH
PR ZE 0] TR B T BEOR YL €6 R S8 T R 3 5 s L
IR YL ARy Z i . Lau TK 2 A 48—
M. 44 B 22 . NIPT K X 8k
(Turner syndrome) (t-score= —26) , ¥ £ Ifil. & F¥) 7
G L DNA &8k 3, iR IR Lt e X sk, A4
T {8 705 B V1% 2 7E —6. 23~ — 4. 50 Z ] i A% t-
score 30 #fE H ok A9 i JL & &= WA F) T 55, 4%, B g
R LA LAY BT LA S 56 2 T A O B AR A
S, BESEZA A Hr e R oy 45,X[3]/46,XX[27],
B EANE® . Wang Y 48 A5 5@ 1 78 187
i) NIPT e 0 58 AT IS MEREAS o R BLA 16
B (8. 6 %0) I EER X Yoo A7 78 58 e A5 i B0 T
NIPT fff BH 1 o

BEAR R 5 7T LR A 7E X e ik b R RE to fE
RAEFEHMY AR . Bt aem 21- =7k L
Fm R 3. 500 L BT ARG I ok . AR A TEiR A
PER) 21-= 44K, Ho L DNA & 2 R (IR T 3.
5V AE NIPT A6 0 e g U 45, A otk BE AR A
J& NIPT p=AE (R BIR BH  — AN IR, % R g
o R P DLRE 5 (CNVs) X NIPT #6300 7 5 1 1 5%
M F DA 3k B 9 G Ak 2 A7 et S AR ARG L B o
[ A S ZEREAT NIPT A 0 s G SR P B B 1R e £ 4K %
A mC S Ry R AR 4R R AT A, DA R A
A R,
4.2 HRRE X NIPT £ Ry % B FRHAM

© ZRH - 53

b iilE s DNA 2 B4R 3 B 7 B DNA Fig £
UiF B DNA (IR A o B, BE R e £ R 11 558t v] g
S50 NIPT 250 (R — 80k . B 5% 5 B o i, i
R IR Y 18 2R DNA Al L 4 NIPT i i L I8 4k
DNA 943 #7 » 4330 NIPT #5045 52 H 30w 2%
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