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1. K R7 7 5 —EREDNRIEB M &8
Ot ISP (A hwi~v), it B, HH B B BT 8mE Sk Ak

EHERY Y ¥ — R

(5] AR 7 75 —VIE (HPP) 13 ALP OXRIIC L D HI &I SN BEEEFERETH L, 6O
DEERIFTIA S V) e BEIE & SN L FEMEER O PRIIARZZD, TF ALP BRI TEORSIC X
D FirReESIIR SN D, AEL SRR HPP 22k, W58t & et L7 iE 6l 2 f8k L 72 0 TH
5T 5o

[FEFI] 31 it Eds. LR 20 38 4 H OG5 TR E I - 454 % 555 S R RS A H 69124 B
NI E e o 7o, JRIREE WAL L OV3DCT BT, m# O ALP % 247\, i, KEhETh
287, 462 U/L (IFCC : #£#f5 38 ~ 113 U/L) 725 21 80 HIZBIBIEAR A 7 7 ¥ —EIE L BT, W
AN R ER BRI bz F 3 4RO ERE B L UVNBEHE 2> b AR L BEIZ DO W T ORI
AT, MA Ty HBEETIEFEEBOGRETRDE D o 7272 O WA O R B E 72 sk O /NERFHE T2
OIEMRIEME 2 A (BEMAHIR . oo > 4 )V AEGED IR 2 AT~ T 4~ THifT) o
FAI I 3 & O TR SRR 2 W& S AU IR R B e & B3R L 720 BB I ALP (X 41.0 U/L
(IFCC) Ta v BIZEEM BMERIAVRIE Sz, HAEROBELE TN S Exon 9 O I At v A5
(pPhe327Leu) & Exon 10 ®/RIZEH (pSer368del) =W iINdb AT OEEMEICHRE L. Wil
L HEHOEIE TR T, 5512 Exon 9 @ pPhe327Leu ZRITHARANDOARIET 2 FHH L WE R TR
WIRMR 2 G PR R 2RI E L Tnb &S b,

(2] JRIEEBEHMRAE L 3DCT MAEXITWVYBEMZ 15 3 H CREER LKL 2 LR ik
A B ] PR BIARIZ S B HEBI 72 o 7205, A RAICIEIRPWTIZ R 5 720 BRSO N7 FER Tl 5
BB L OTREESHAERDGET O BRI Z 01247 S etk o7-2 L, HPP %
WA RTA PR ESINTVERHAEETLH ) FAEBICOWTOIFERPEREE IS T0EEL
TWHRWZ EDFREE LTEZ BN, JRIBIMIC X A ALP 2> & O FHRHEE T HE AW, R
HEDZSE L 70 B ReMEDTRIE S N7z, RIS T 2 EEEOMBZRD L & &b IT, EFRRD &
Bkt s &0 EEELITV, EERERIEM AT 2 & TROFRUGEICHFS T AN 5
EEZ D,



2. LECB T 2 N THARPREREBI D O A 7 BRI SE S 7AEBI D BaT
OMi & (Lodb &%), 44 Wit FHHOT, ML K=, i W, HE R
TR R AR

[HR] 2013 4 & b f2 58 AR mi iR IR & (52298t (noninvasive prenatal testing, NIPT) % 4F2 T
HIEBALTWD, FMEBEHEEOMESI L) IRIEBEIEZHAEIEL b, s A
BB OZbIC X 2 A TIFRETHEDOZALD 2 v, B N TR HEF DV THRE L 72,
[J7:] BEBEI2BIF 5 2011 EH 5 2020 4E D 10 4E B o N TIEAR A AGREG] 12 DWW TR BRI HET L 72,
[ 2R] 10 4 o4 503 166 £C. 2011 4 9 £, 2012 4 16 #. 2013 4F 19 fF. 2014 4% 18 f#,
2015 4F 27 . 2018 4F 14 4. 2019 4 10 4. 2020 4 11 4T, 2015 FLIREIZ AR 10 A2 CHERE L
TWw/z,

NTHRPAEOB L, BEEE AT 103 F1. AR QKA 55 B, Bk E237 HlTH - 720
JEWREE D) b, e AR A48 B T, F DO WERIE. 2ltrisomy 2% 27 . 18trisomy A% 9 .,
13trisomy A% 4 B, ¥xEEAHS5 B, ZDM 3 HITH - 72,

At K ELE OB IMEEIE, NTHE /v ru—~< 27 fl, SRR - 13 fl. SmERRKE - 2 6, #
L 4B, FGR : 261 Tdh o720 ElRIEIR 13 BlOMTE L A CTHAD L, NIPT —EKMAA 12
T HO. AP FRRELITONIZDIZ 1 BIORTH > 72,

[iam] 4Bl By C A LR P O B IMEINL R 7 2o 720 Gt bR X 2 d#iB o) 30% % &5
DTHBY, ZOBWEBINTIEE / e 70 —<2H L% . RICERITFIRETH o720 HHEH» S A
T O BRI B 5 e AR I X R A A 5 NIPT 23 F I > Tz,



3. WARWSOHCIRDORAF X ) WA LB N B w0 5L N Bl

O%E (X0 7zpd &) Jhb KEHH AR RELEE WAIRE TR
Wik S NEERHME Y fERAR T, BT RE®

FINRFEFHERE A RERE > 5 — !
FNRFEFENEF

SR &R AR

FNRFEFTERE AR ENETERL > 5 —*
FNNRAFBE AT B PR R Rt AR °

&AW & T IR O It 20 HAE L 72 R CTHARNE R 2 RIET 203 Th %,

ST A L BRI EPREIREEAR D & AR L 728 AR BN & By 9 o0 BLE R ] & #RBR L 7272 0 it
535,

FFF IR
JEB] - FrER IR [ 3485 H. HARE 2141g. Apgar score 8/9 (1/547)]
JEIREIARE - FHE A0 D 4 4F 2 BE. 55 1 TURARMR (2 HUIRBRAS AR T E 2 485 S, BRI~V F o
¥ — BHURRG M X ) IEASE L WS L, R AR VE Y 2R L Tz BARIEIR I CTHRRZ. L .
AP TS L FURIRREED 7 0 — 2 21 C\nie FERR 335 H. SEEREER LB
IR A e S L, URREBERAIE L o7z TOK, VHEREOEFEELY SN TWzh%, fEih 34
A5 H. MRSk L BEA AR T AR L 72

FIRHE © BEFHLACH N F 795,
BUREE © AR 2 E KR & PR E 4 R 72720 JRRE EMERE & 2 L 72 1k S IR T&
B, NTH—77 2% MES L. HEG LIS A TIPS 280 L 720 Hih 3 F CZEFLLAIL
140 ~ 150 [l / 4372 o 7255, Hih 4 \CZef 01 170 ~ 190 [8] / 45 & B & 2 4R % 5200 72 Bl 5
B ot ¢ TSH < 0.005uIU/mL. F-T3 17.6pg/mL. F-T4 > 7.77ng/dL & FUIRIRFERETCAERT
RAFRD. P TSH &4 5UE (TRAD) Bk TRHMAINL TRAD 1361U/L TH ) . #HrANE Nt P L
S Lo F7~ =, 7077 70— VOHNRERG L. ZOH%., BRER KL O HIRIREGE
(T2 L7z, Hilm 4l I FIREBLE L2720 HERBE L 72,
F8 RIS CIEARR O 10% 12 TRAD %720 5 L #itdi ST 525, TG4 PHER O 1Tl
PHMAELZBIZBWT, RN FYROREIHMTH S LM SN TV 5, REGTIERIZE
AR EZW SN TVDED, WTFNPrOR L) TRAD B EE SN TV EZ 5N, BEDOH
T Cld. BHER TSH S 8APUARIC & 0 BRI FIRBRBE RIS T RE 7225, AT AE RN B3 2 3848 L
T FAERNE FYREABREICEL, EERRFBL - EL2WMHEELDLEETH L0
HAERTO Y A7 FHIIELETH 5o BAREILIRO KT, /Nt N7 o RKEERE IR B8 % 52
D 5 A E B TRAD M2 K O IR Ve O A JE HIRBRAR RE TUHERE O FFi 217 9 2 & BFEETH 5o
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INRTRHES BT B

RS 27 22 A L A 2700 A2 !
P SiE SN R
o X T R B A A

(S]] BTetrZEsiE (SMA) (ZTBERTAMIOZENEC X 22 & ITHH IR T 285 M s+ 2
WHOASBEBEEROBELTRAETH 5. FERBEE T 5 Fb R ER 5913 IZfFfE3 % SMN it
EFAEE SN TB ) BIZTZRPTEETH 5o SIEFEH, BREEICES S T ~VEIZGE S,
AVBHAFIED TR - T D 95% 12 SMN #EIZ R BD D, SHFE 4L, 52 FHSMA T &
W S AIRFEF OIS L. SMA MARTEGR FRAEZ T L 72 —0l 25 L 72 720HmE3 %,
GEBI] 39 7. 441 2 sl HAREIR, AilE CHIRREEZ A SN Tz, 852 725 SMA THREREO
720, RN G RO BB RIS OWCHA 21, BERFENREIZOWTENE SNIZHK
BHLIL Do 720 IR 23 ARIZFEKES (AFI=27) 58 HIZ SRR & 72 o 720 BEWEMR
BETIEFEARBAZOERIIHAS N TIE R0 o720 FRBEIEHE L TAHAOLNTWiz7z0, FffREs
fER SMA BB RO REIEIC O WTRIFICHEE S 7 > k) F & FT o 720 FIFITHERTME %2
L\ 4EHR 28 AR 12 FEKREER 24T\ G 5 4ei: & SMA BRI L7z G o dukidIEwERIC,
SMA #BIZFHAIZ SMNL 2 ¥ —#A°1 Tah ) FHMIEF, BEEDEE L TREZEOR R - 72,
TAR 32 ERFICAE R 2 RmICHR LAY v ) 7247 o 72, iR 38 48 0 H 12 2692g B 2 % BN
fEort L. BEREE S IEEEIINERCTH 5

[£22] S g CSMA I L IR, B h E O REDR £ TH - 7205, IEFELREE
R WL TRIBEEDP KB S N HBEDS TR L o 22 22, REBBEAAICE Y S REDiE
BHRNEE L EDPHMONTE /20, BEIEA - B EEH IN T2, £ DT 1k
WZhPD T IAT Y MIRETEZL LI BLTHY &) Y 72T ) END L,



5. YBETHRBLINBBF L -7 2D 15

Ot Wk (3L »&), HM 8o, 8 &F Gk Re, B2 &2, sl iE

WEZ &b EBEROERY Y — ERAR

5] Nk —27 =2 A (sirenomelia) (ZWAJRA AR & {HALZRROREERE . W T ROBE %
EERBBMETAIEFIIHBEETH L, BEIERD 5 VIR EZ ) 2 L 03% (. kb B DL
KBV EFIE L FHRARTH 5. 4. 1R 18 8 TRIHBIK 2S5 b7z 05, Z D% OG-
WAZ T sirenomelia & W L7z 1 Bl 2 &EB L 72O THRET %,

EGI] 31 %, 2401 . HARMIRE . 0k 18 8 1 HIZHiB K28 b ALE H L IR & 72 - 726
MZRORBEEEEMRA TIE. FARITIZIFRO T, WAERES & OB GREHETE o7z, £
7o EIR 2 RR0 . IO KERE L EREC & o722 £ 006, sirenomelia 235t 72, CT
(3D-CT) #ALTIZ. KBFIZ I ARTRLS, FUTHROXRBEZED 2. TOHRDIEIEEEWERAIZ T,
FIGHEEIR L D T HOBIRITAERTE I, F /2 BE—EEIRIE TATREIR 2 5 EERE L Tz,
KN - REIBD TTFHRARTHL I LB L2 LT, SHBROMIREHIZOWTHBKE L, AT
D FEH & e o720 IHIR205E 2 HIZA X 70 A MEBKITHMBFREZHIT L. FLEICE ST,
1813 290g THRIAEE, TR A L 1 R TR NVIR, $EILZ2 072, RN - RIEO TERZ1572
L THBZDOIL TR Z I (Autopsy imaging: Al) REREEE (BEES % B <) Qe BRI % AT L 720
AIRETIEITRIIELZEHATH Y. 1 RKOKRBE L I KOFCBEE L2 role /2. W
R - N BT C b o 720 B ClE EEHALE 3RO 5 b ODEHEH THInE 7> THB Y.
THETHALE IZIRIB L Tz, SRR EARAEORRIT 46, XY L IEFEITH - 72,

(i RE] i d v ] o0 =E 7K a8 A0 i B -C B — i o B IR <0 ol 1 B 4 (%) B % & BE 3 A B A 1.
sirenomelia b #EHO—> & L CEBEIZB L UEDVH S, F 72, sirenomelia Tid 3D-CT #HAETO T
B O LR S WA & 5 IMEEITOFHEREZ M O—C k% £E 2 bz,



6. F/K® FISH (fluorescence in situ hybridization) #ETIXZBICES Ld o7z
R YV I— 18D 1 H1

Ok 2 (Rxde W & =y s @’
BIRKFEA M ERE e RENRFEEL >y — 1 NER?

[iZC®I2] FISH Fd g ficat 7o — 726 S8, StEME T TR T2 LI2X0., F
EDOGMRDOENEE 2T 2AETH ) AT L L THEARREIZO HWHN T 5, 40,
FRIRAICIE R Y v 2 — 18 (18T) % %k- 72A%, FISH #: T T & 7 > o 78z 18T KE B % ¥t
B35,

[FEBI] B 2985 H, HAIKE 690g. Apgar score 1/3 THAE L 72HBIE (BHMEOFMERE1X % <,
FRIXIER) . mEZ CEEORIEXEAE L LEFRRAIEE (VSD) » &8 2584 EED. 18T
X EEbNTIz, FAKRA T FISH & G-banding 2 21 L7245, #5RA5H 2 il IE V80 o B aw T4)
FCHIE L7z, /hgH. VSD, RAZEHAT. /MM, BIEiHE. NRUE 2RO 72, FISHETIE Y 7
JVEE (50 M 50 M) % 526 7 Ao 7255, G-banding #:C.47, XY, +18, t (1818) (p10;p10) (15
Mg 15 M) e 18T #7872 WIIHE, AR 17 »A T, [KEVR L BEEXRZ1T-
7o3, AR 1 FETERBICEBITL. ERISBEZETW 5,

FISHET I8 FDHIEY 7 Vs 2 D Ll L e o 728 E LT, 77U — 7O AR ASE) I
RIZEFE L TV A2, BHEIEAELTWE 22003 7 F L% 120y 7 F Ve LTEHMliLTL T -
T2 REMEDSE 2 BTz,

[#535] 18T X FISH T b BRE IR SN DAY, WEROBAMBEN TR LRSS D 5. L
72755 T, FISHETEEDHRIB SN LW IS8T bH 5 2 L2 &FHIZBWT, BB L N TRE~THH
WIFEEXET 5,



7. HEBBRATE Lh o221 MYV I —%ihl
— LHYSZ T AN EEE R & @5 B0 R —

Ot #E (27w VAR (Fit FB' EAIETL AT H%° SRAET
WA @EL KA ET. EH BEL SH—EIL bR ]

RS AR G BRI v 8 —
FERRARE D BT ER T RIRZEAS

(2] BE0D L WBEBIZFANDSIZIE, BOBEE~OHEMG, THEBER., SR, AR, ik
DEETH L, 421 YUY I— (LT, 21T) WRozid ANKEER % &5 L 720 T, MhoiEfd]
L AT o 72,

EBI] 30 £8. G2P1. 4E4R 34 BEIZANIE ML - BT EE#E O 72 D RS 2% . HE P R ClE AR
DA TR R E T R % 38D o 720 18R 37 IS FYIBH© 2594g DB %2 7 S H— A2 7 5/6 T
e L7z RICEHFRIZRO Lo 72h5, WREE D720 NICU ~NARE L7z, B8l ABEd 21T
WZEOPT, BEPDVVESHS>T2~7THHEFTHEL TV, BEEICREIZ) E— M
REATS12RIZIBO 21T BNIZOWTCHAEZ T TS RHIEEE T, EFEKICLIG LR %o
720 ROMBAEEOHAEES 20 FERETHOBLENSEEZETE L T b ol RERET Y~
I DLOBEFEN T R VTR EROZTANDSHETH L L RELFRLZ THOA Y
V) VT RBRIEEENE N L ol FRIF3EOY) E— MESEIIZIEOEBIIA L CTEERN
BENH 7205 5 r AUBOBEBEREOBZIIPDVWWESWIII LD, o2 ANKEEEZZD S
FTLIFOBEZIRESINTOWPRTZEEL, 77 ABICNIPT 2% L7z, BEERZ AN
WD 7= I3 ER 9 » A CRIEBRAT & 2o 72,

2015 ~ 2020 4E F T2 YA AN ABE L7 21T ik 16 Bl ca& B A B L 72, BEO4ER R
fitiix 36 1% (26—44). Hmopdfiix 2 HE (0-7). LY 3/16 B, &l 10/16 B, Ko
FANAE 3/10 B CTd o> 720 FIRIC HEBRBETTRETd o 7ER & Wik 5 & . Bk FOIR
H T2 TIZRDD o722 & ROZIFANDP AR THLEDOZIF AN o722 L3R -
TWiz,

[(£%] RANOBE~DE Z )7, BENOTERE L EWH, RO ANRRE, HAEEARE, B
BElE D 21T SIS DA B ol % b 22 1) £ — MRS DS AR EEE L 22 etk 2
%o



8. NIPT ke #EITHM L7 Emanuel SEfREFEO 1 51

ORM  H (3% JWLZE #TLE% 26l KTEAT VRS S g L
i'e IR, fBgdEELT- N B £ AFE e

IR R BEE S AR A IR IERE R - I AR
BRI R P

[5] NIPT 1213, 18, 21 F VvV I —%BWrs 2 IEMEEIMRE TH 555, BRI EIOKEHAVH B
T5ZEH D, 4 NIPT Bl % 2RI HEAT L 72 F R Bl & 0 . 8205 ) Emanuel JiE &
FEDSHI L, RmoORKREZM L THRE L/ER &R L 7272087 5,

[FEBI] 41 5%, 31 (BIR). SEMIRE NT JEE 6mm % 54 S, #E4& 128 3 H 12 NIPT
LIS M) Y I =l ERRO 7, IR 1583 HICHAT L 22Kt (Gagd:) &
47 XX +22der (22)t(11;22) (q23.3:,q11.2) T, 13 MU vV I —Tid 74 < 11 Fetatk q23.3-qter FHiH & 22
TR pter-ql L2 FHI D 1) vV I —Th ) A L L CIdEEIIRA 22 F et E 5 (Emanuel
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