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P2-43-2 SNP f##7 % ¥4 ¥ ¢ 5 non invasive prenatal testing (NIPT) DR i3%5EEREE

BEA
SUEPZEARR, KW ¥, AEER, sARIYF, KOME, R BT, WHEE FE = fEE, % =
He 57, HAKHEH

[B#] BRI DNA 75 7 4~ k%% SNP (Single Nucleotide Polymorphism) ##7i2 & 0 13, 18, 21 Fietafho REMY:
ZPWT 5 NIPT I22oWT, BREAGHARICH LT FISH BICX 2 EESH 21TV, BRIZEEL2HLIICTLELH
& U7z [FEENER 93855 14 BCERVHBEE B RU LDy TV ENS L L. YEROGEKRES X HAESS
NORBHRED ETERL 72 NIPT &, SNP ##TI2 L 5 Panorama (Natera #t) ZHWw7-. BREREBEOmMEIZMZ, KB
5 OERFEEBMEZRRL, RIERY -7 VY —12k ) SNPERZTWHE L. BHENEOESIIEREL EH
LT G-band B CTHE 2R L, BRENE OB MARICH A RO EE MM 2R L FISH B2 VW CEESH 217
W, NIPT ODERLENET L L THEOKIEZTo 2. [B&] "M UA2B 1518055, BHENEZI18H 21 vy Yy
I—:108, 18MYVI—:58l 13 UVI—:3B)THY, EARELREDER, M VI —DOFEEMEHSA-HIZ
16821 FYYI—:1040, 18 PUVI— 56, I3 I VI—:1H)Tho7. BHHE 1233805, FH4ERIZ FISH
BN 24T 272 B4 BTV, 2B TNIPT ORREE —F L7z EERAKMTICIZRIEERE LT, BE100%, SRE
99.8%, FEtERHh3E 88.9%, FatkRyhsE 100% DR ELHE Sz, [BRIFISH 2 B W - EEIMIC L 2 ERIEICX Y, SNP
N Z R L 32 NIPT I8 W CTBREEEMIZZED 5h$, #HE D Massive parallel sequencing B2 & 5 NIPT IZH# L,
BREEOREZ BRI L WEREISRE NS,

P2-43-3 IR0 A R BIZ RO BAIGH O Y BRI 81T 2 AR I O BLR

REIE SRR
xRS, =FHER, EBRNA, PHE MK

[BR] BEETiE 2014 4E 9 A & v ER B4R BEE2HRE (NIPT) 2B L 7. NIPT £HHNA % NIPT BB X 2o
HAEMBHREERNSICTT 2 PEEZRATAZEZANE L. [FEINIPT EBERGREZESARE, BAREZRE&ICK
BEINFEK L7z, NIPT Bt 2014 E 9 A2 5 2015 E 8 AT TOMARMBHERBRIZOVWTONELEFENIZHAEL
72 R CoMoMANSIICETAE8ED Y V) Y7538 B ThHo-. #0S3H, NIPT 2EHL=0iF 222 FIC
Dol T, FAREERIXLI6H, 77 borR PERIIZ6LH, BELRLIZS9H1TH 7. NIPT ® ARARONTIE
1105 2861C, Bi¥ 65 H @66, #0136 H) CHRECHMBERZRL T, FRREDHRARIZ 10 25 24 HiT,
B2 6 2H (106 #1), R0 4 L RBIBRIERERL, 77 T A MOANBAKE 225 7THTHo72. 72, NIPT
BRI 5A4 TV POERONTIZ 40 BRHA 14 B, 0RUEXESIFATH 7. ZTREFIFELSZS 72013 39 5,
R TH o7z, AR Z 218 BIAKEME, 3HA21 PU VI —BH 1IR3 MYV I—Tho7.21l MY VI-—BHTHo
723 FlizVvhd 40 U EOERT, FRREC I ZHEBHOBRVIND 21 MYV I-LBHEh 18 VI VI-F
WPNIERREORERE, EEHRELIH SN 2014E 9555 20154E 8 A TOMIZNIPT HE T2 LR, ki
BT Mol r 547 v M2 16 FIFFE L 72 BEERINIPT BRI X 0, EAREEIBRILTWAEZ LB L. 54
ERREHD S NIPT DY 7 bHFHEEN, NIPT CHTAEEAYVRY VFOELRIRENLELEZ SN

P2-43-4 4B&izisi) 5 NIPT2486 14 D #eat

BEERBEL > & -, REERRFEE ¥ 7 — BB HRN
PAORAE, (EAeARET, MERAES, RAEFK, MIEP, BHREE, BN, #EKE, HnEs, SEMR,
NERISE, B

[H1] 2013 4F 4 A 2> SR CRRRAZE L U CIRBR B MA N BIZF2RE (NIPT) 2B S 7. %BT NIPT % i L7-
EPOERBEZH L NICT L2 :0MF 2T o7, [HE]2013E4 A5 5 20154 6 HOMICHARMBEZNBRELFEL, Yk
TEIBEAY V) VT BT, BKHRICHEL NIPT 2R LMo WTHRE L7-. [BGE] B S o NIPT 26
132486 Bl 1, FHERE 8L K, FHRMA 130 BTH o7~ FEEIZEHIETED 2404 B (96.7%) L KEEZED-, HR
B 43 81 (L7%), Batk 243461 (97.9%), HERE IH (04%) Thol:. MERBIWNF 7HTHREZITVEE 2
B, B2, ERHNEREIHATH 7. BE2MIZE I 18trisomy BHETH o 2 BEKBRECEERE CTH 7. B
FE 2 &7 45 BiF 21trisomy 2% 26 B, 18trisomy 4% 15 #1, 13trisomy A% 4 B Tdh o 72, WERERITH OB HERIT
21trisomy T 100%, 18trisomy T 81.8%, 13trisomy T 75%, 2T 927% Th o 7-. EHHEEZE O 3 fid 1 flITRERE
TIEEBAE, 2 50id APS ABHIEER TANY VGO0 1 PIEMBRERTET 1 PlUIRAILE Y —» -2 7 L7 BR
EEZRT Lo 208 1 FIEEKRECEESR, 1 AEMRELITHTEREER L. SREERMO 2434 FId 1495
PICHERERE AL, REERREAEZEDRPo%. LDHFEE 236 (15%), ZOMOBERYE % 836 (5.6%) [23b 7.
[(R@®] chFCoOMERBRSE ORI TD NIPT BEVERRRREZRL. LrLBEECHERY, RafEEcdi
REEZRDLHDDY, THRBEIT V) VT2 TFOEREFREFRRZHR LREICEL L PBEETHLLE 2
bz,
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