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AL G LR % Multiplex PCR in noninvasive prenatal diagnosis for FGFRS3-

related disorders
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JEIRERMEREOFRTY F N7+ v 7458 RIE (tanatophoric dysplasia:PL FTD) &
k45 I BUE (acondroplasia:PL B ACH) (& fibroblast growth factor receptor 3(FGFRJ3) i
BT ERDIER CFGFRIFEBVEFE L 2B L LTHASN TS, TDIZ FPHEAR LR
BTHEH, ACHIPRHRICEH L TIIRFTH B, 1o TR G VB8 E P A C Uik
I RO 7 ANS. FEMERO 2RO H12H720 B TFRORLLINS DK
BEENTLHENEETH L, $7o, WEEW AT EEF A (Noninvasive prenatal
testing : LLFNIPT) & ix. BRI ZFIH L THRIBOBLRFZNREL TS HikTh b, it
e D BRARIMAE IS BB R Ol 2> & B #E L 72DNA (cell free DNA, LAFcfDNA) %
G FDOHIBEIRHR ORI AL E N2 DNADE TR TV D, L oT. ZOMEEADNA
FIHT 2 Z L& o TRRICH L CHARTRICIRIE O AR BIZ T2 WS REE 72 b,
ZITERAIZINSOZBWICEL, X VEEN 2L LT iR O BRI A S
tH L 72cfDNA % HIv» Tmultiplex PCR TR ISR AL S — 7 = ¥ H— (Next Generation
Sequencer : BLFNGS) 12 X AT 247\, FERZ2 MG L 72,
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JER17-35:0 |2 B 35 P R A C G VR DU R i 2 AR O U el =2 & 2 0. B 3D-CT
TR Z W S NG 7 Bl 2 iFgext 4 & Lz, MBRESDORRZE- LCTREZHET,
HEUR18-37:H I BRI 2 BRI S % & & IR IS M 2 SR L 720 761095 & 3l
TD. 2BNIIACH. 1B BEEAEE. 1 FIZBEREEEAETDH > 2o FGFRIEH
BORENBEIZF TH HFGFRIEAT T 4 FhOARRBICVEL, €o#{ZFEIZTD 1 -
271, ACH. ¥ {EHE (hypochondroplasia. LU FHCH) (2% 9 % {2 B Ak &

N72520L ) VBT bo =Ty PCRELRIZEED T 5 4 <~ —xt % [[F: 2 H
552 LT, BEEOMMETHEEE FIREICHE S 2multiplex PCRIEVSAHEE 272, €2
T, FGFR3FFIEDZMIIEE L. ik O BRIMMcDNA % v Tmultiplex PCRT52®
B TERZEGI Y V% AR S ENGSTRIT 2179 HiEEZZ R LK 217-
720 1 HH®DPCRE L CFGFRIBILTER % & 5 DOMHEB OB % HlET 5 X H 12, 5
K27 57 7 =B O 727 5 4 < —% H\v Cmultiplex PCRZ 47\, KIZ2 B H D
PCROBEIINGSD 7 & — L VAH A ELH 2 5 Rim A L72. £ 5 N 7-PCREW # NGS% H
WELH & RAT L 720
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6 JEH O BARIMcIDNAA F W CFGFRIBIR T ER %2 &1 5 D D@ a1 & T L
720 2¥EBITTD 1 RIS B ERTH 5c.742C> TEc1118A> GASFENZFNPCR 1 &
PCR 2 #HICHE S N7zo 72, M 2R TIZACHICIED A ERTH 5c1138G> A&
c.1138G> CHAZENZFNPCR 2 I CRIE SNz MR E L THOWZBREEAE LB
WA EHE O BHAKRMLEDNAIZIINGSDO =7 —FH EFEEOER L2, HonhER%
RO Do 72,
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FHKIMcDNAZ W CFGFRIBIATERZEL 5 DB THIBEZ T L12& 2 A,
TDEACHOZEDKIE AP WEETH - 720 — MM Zde novoZSREROYHA. KT ORI
) AN FHREBOHED H 5. WAERZETE L TIERITT S 15 FRBAE R EMR
TIIREED D 5 720, FCGFRIFEHIE ML O ILYRIE D & 2 It 2kt L. AWFZE THGT
L7=NIPTIZABHEZ I CEX 2688 2RI L 257259,
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R O BRI 2 S HiH L 72¢fDNA X ). multiplex PCRT 5 D D@ {5 F %2 % % [6] I
IR SRR Y — 7 2 U =TT 2479 HiEz2EE L. HREWRE L7, 5%,
FGFR3®EIEIZR3 5 AR O BREK 2 ZW~DISHPTiEE EZZ b b,
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FeRERFEEDOHRTY F b7+ v 7 FEIZKIE (tanatophoric dysplasia: TD) & #k
B M BRE (acondroplasia; ACH) & fibroblast growth factor receptor 3(FGFR3) & {z¥
ZEPFEHOEE T, TDRTFEARZREETDH DI LACHO FHRIZEIT, BEE
R CIU M 2 RO 72 G B IV B PR ORL D N O OB OBV EE L 2 5,
HigE ok, HEOENEETZ /R E Lzmultiplex PCR & RIAL T — 7 ¥ — % HlA
HEbEs LT, BRI ORI Kcell free DNAH 050 OFZ i fn - HHIS A 5 % %%
X, ORI A Y A7 2 2R L2, AT, HAERZHE L
THERNEFT SN T X 72 KA & i LR B, Mm% v
72 M43 R ) AR i (A RS (Noninvasive prenatal testing: NIPT) Z W[ HEIZ L. FRIRRY
WD THHAENEWEEZEZ b b, FERETHRXTOERRILE WEIC R S, RIf%
N2 BRI E B E P iECongenital AnomaliesiElZ bW INTWSE Z LD, RT%EH
RS E LT3 IiEis 5 &HlT L 72,



