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RATIERE, AL R, LEEET, WIREXERT, ZHFETF, EAER, BeH, BEPRE, R K

[Br9) 2013 4E 4 A X Y BA%E S - BHAIE R RTARE (NIPT) &, BRI Ramd, BHRHERI999% UEThb
ZEh5, BEMBREORISOTEBEIREINTYWS, LALNIPT IZ2oWnTRT4%8ELY VY Y7 IIA T, B
ThoTODEABRELEOBBHREICEAMALETS. - 3BEOERAE LN Y I —DHORBHEREICOVTD
AHTHA. 23T, YRTHEEL VT o TEFERRED, NIPT Z2HBLAEC LT 2HEBIConTRT 21T o7-. [
2012461 A5 20134 9 A 3 T Y CTHEARER 2172 547 Hico T, NIPT Bsg (2013464 B) BiBlc T, ¥EXK
BEGROWED, FABRELHFLELES, RORBAREERONRICOWT, BHENICKRIT L. [B8E] 1. ATy
DEKBREAEIE, NIPT BBRTO 270 IS L, NIPT BIA# T2 262 & 138 A LB 2RO 2D o 72. 2. NIPT RhH
ICEKRBREZZIT 2 I4FIOBAICOVT, BDISVHOI [RBREER] T573% TH 5D, KRICINIPT 2HEL T2 L
7oA, BEAYVRY VT RS TEARBIZEEIN102% Thol-. 3. HEHHNOEKRET, BHOLRBERED
BREELY YLNIPTONSE%513, 18, 21 FUVI—iZ 1641 (696%) 12 ¥ F 0, MOR%EIZ NIPT Tl
F, POMBLBEEAT VRV VT REETLLOTH o2 [BRINIPT 3~ A2 2 ECIHBMMARMSKHIE LT, 70—
X7 v TENTVE. LPLERERETHLI LR, —HORBEREELIDbIOLENWIE, BHOEE R YOBET, B
B I ERETH 5 EABEL S B HEBIMERS W EAER S W,

P2-44-8 NIPT Bit:plicxtd 2B IEH 7 v &Y ¥ 7 OEt

LZEIIPN
mEF, EERT, aheiE T, BEHMT, BR B HEREE EREE

[B &) B4k 2 v 72 NIPT OBERAFZEAS 2013 4F 4 H IS S hiz. R4 Z MPS BEZ AV BREZIToTWAY, kD
B 3.8% L REDOMEICH LERTHEAINATVS, RLXZZOERZSWL, BN T L EEI Y VY V7D
Y HERI L[] 2013 4E 4-9 BIC Y42 T NIPT 232 LR S4B U 7= 4008 335 Moy LIEFE L 7. & CToOBRMEH
X URE - ERBEFHIT SN, ESW 2177, 72, B 2o ERBOBERI Y VY VIREZMT L. 4
MREAZGEREKORRZH/TITbRL. [RE] B 134, BHE3154, HefP 34T NERYEERLEETH
BEip LRI, BEFAORRIZ, ¥ VESH, I8 I VI—748, 13 MY VI—-1HT, £THRELREL2HEGL
L72bDTHo72h, FHEMIBSERTHo72. Tz, BHEFICEBBREANES 9o 7. NIPT BRI O IR R,
7o VEBRAIETHE YT VE, 18 PUVI—R /7T THBEE ISP VI—1HIREFS 7 EVIBETH-7:. BIED
YUY Y TABESMLIERRE BEEIXE R L0BENEELZZII TV R ENRL. [H#] KE Sequenom H: 2%
2012 FITRAEER L 728 60,000 AOEFTICE 5 L, BHEOHEE29%, ERN4-6 ATIX19% ThHorz. YT, Xy,
A VAT LU NIPT AHITShTWB C EPRRENTD, BNOFHER (383) L OERXRDT, ERETFUNOHE
BB CMOBERICE AESRRINT:. 72, BEEEZSTEMCE, BEEF/ 7HbaTh, BELEBEY Y ¥
) V7 OLEEFHER I I56I1T, NIPT TWoABRN L BB OIERO.LEKA 2357 Pid#EL, BERo+a9%
HBPEELEZ Dhi.
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&%iﬁl’ KW o, R, bhk B OKDER, REER, R BT, #EIF, KBRT, FAKRE,
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[BR] FREHEME (SMA) T3, BEDZICSMNI BEFOFEREKZHED LY, REOLVELEND RBHEET
5. 1HilBHEORD DNA 254 L 35 EKABEFZ2H (PGD) ZBWT, Z0EZERIZ, SMNL HEEOE I —
BIRT (SMN2) OFEEDI=D, 7TIVNVIEERBNPCRICX AERETOFRNIERTHS. £7 7 AMIEE (WGA) OEALC
5, WAKOBCH -2 PGD#BELEME L. [FE] SIHLRAERICE SR SMA BE L WHERRMMD DNA 2/
WT, CAVE— MCTHERENS SMN LEOHBDBIZTFELE (short tandem repeat: STR) BT L, BEMNEEH S5
S CHETHOMEDLE NTud47) ZRELE. BE - WBHEZHRLY ¥ 3k% WGA BiE L 72412, KA DNA
DEEERIRICNT O Y £ TN £ ER L7, WGA 2id multiple displacement amplification B2 2 A L, 220D R%E
(GenomiPhi : GE Healthcare & Repli-G: Qiagen) iZDWTHE L7, CA Y ¥— M HUFENI21Z PCR-GeneScan % Fiv 7.
[ UBRRONT U T L THITICERZ 32D STR ZFE L7, WGAIZX Y, 18125 b MO STR BT AW el
DNA U %4872, GenomiPhi % F\>72 WGA Ti&, 27 VMO —7 AR X iz allele drop-out Bi% % 45% (23/51) 12
B2, Repli-G Z AW BTHEZRD (39% :16/41). H#STRD2ODCAVE— DS R D —HFPBIT X
h, BRECORRBMR AT L U 7EMETHo 22 [E] PGD 12815 WGA OB AR, BiEFNTus iy
TORREDIOL, HEDHOEER SMAFRKRD PGD 2 WHEETHOAL LT, HOVWIER - BIETRICHT 55K
ExBWHRoXBL L2 2R
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