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ik

B L A - ik
2 CIES! R4 o R \
Y gk rRRE P HERE GRS g
18 B WOXX. RO 21 REEk MBIAME L ERIECL 307 B AL NIEE GG R AT (17]

A7, XX, +9 I BB 5 1 25 S BB LT TP 0L 5 5
19 B OXX. 9 20 NFHECRR DS AR, 57 SIPULKEE SRR B (18]

47, XX, +9 ERLETS I S 211 AN/

O Sk TS BLI) < A 28 /NP B
T RRAR BN CHAME 24 CV
PN - B 46 B AN 3 s NF 34,
20 FoKR 9-= Ak — 21 %53k | Dandy-Walker W5 J% . Il 5|/ — [19]
I 2 186 i AR A B L 4 1 AR L
AN R D= = T
JIE S K g R

21 K - 25 FARAZ EHEFTAR 30 JA B AU ARL  BOR B ARG H R 2N [20]
47, XY, +9 Ellis O 2R 2 S 2 TR B

FONAZE AREE RS RS,
PR K RS AR AU S
H:FGR G LA K 32 R . fetal growth restriction; FISH %% )6 57 2238 , fluorescence in situ hybridization; NT i35 i% W] J2 9 B , nuchal trans-
lucency thickness; NF i # f J 4% %8 . nuchal fold ; QF-PCR % )% & £ 3 4 B 5% SV » quantitative fluorescent polymerase chain reaction,

R 2 SCRRARIE B RS R 9- — A I B

o B3 M e Lk O . o = g -
P55 Py T =S rery A CAoE:! UL UR4S R P e R Sk
1 ok — 65 23 FGR.EA&R JEE¥HNFHA 5™ INTFRAL B A RS il i [24]

65%9-=fk bRz N F B BRR L AR R/Y 7/ I Ay et
Ja RS LR A R 7R AN = g o 3 | RN S AN |
EFARFAE SR o B IR il
2 Ak 47,XY,  HEME:17% 9- 12~17 23 FGR.UMFER RSB43k BEL /N Sk B AR 7 B BR [24]
+9[127/46, =k i A JIN LB R P R M AT 4 NN R K ) s e N R =
XY[88]; fir  14% 9-=fk Ak T RE I AN DY A ) FEK B /INER 4 95 22
1L : 46, XY fHAH Y F % 18 JH
3 — SR 47, 17 37 fokiEZ EM FGRUBE 37 AFHI TG R AL KR T A 0 [25]
XY,+9[10]/ JIEG A% 09 1 6 B S R AN T BONAET:  F AR IS UG R =
46,XY[56] TE MR TR o L FIR G 2 284 i 4
T R R E R4 BN A
N S B AIG AL B o 2 A
I il S A B3 N |
W 483 3 B0 KO I A ) | iR 4
RO A B E R B AL
4 OB 40 M. 1o 37 MMM A BIBILEK 37 A EE  BMBAMAFTRZ. FHME  [26]
47, XY, +9 it FGR TR A W, 6 WA EZRWIE S 13- =R ETE
[3]/46, XY A R AE A AL 5 B 55 VA I L G 2L LB
[27] REE RGBSR NS
JE AVCASE B A A i 0 A
JEHR SR AL R SRR TE T
4806 VI B &2 BRI E S b
T s S0 455 30 2 i) e
5 ok WOE A ffL: 30~50 347% 34TSR WoR 5 s 3870 JA G Pt BT PR 4K B AR R A [27]
50%9-=1{k 30% Sk 9-= BEM NIRRT A L. —BY A B ONTERE A
[EN WA Dandy-Walker 54 2 38 F 0F 5 b B RS IR EE 3 98 K & F
fiE i LI W 32 Bl i 2 A % HEPEEA%; MRI g% 85
/0N 151 3 B R R I = AR
R RK L DL
S F 5 4 P
6 PR AT XX, WREAIM LA 0~100 32 32 AR FGR.EKIE 40 JANF G ARG0E . HJR A NI Bk (28]
+9,t(1;20) AL KW= A A7 R RBUK PR B Ay R IR S BEH R R R
(qd2;pll. 2) 1K, B BBk, 1 6 JFSETS FEh k. R ELER
WL AR W= BIE 10% 9- RN AT Y ) S

AR 20 =ik KM A E BUK
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. By e LW v . e o ’ :
Jr5 Py EyTm TR % IS WIRZE R PR R SCk
7 — WA 47, XY, 44 36 FGR e &8 t.osh 36 & s 3 A H KREOBER K Wi s  [29]

+9[227/46. XY it % & 2.5 5 )R A0t 5 B B I L B

[28] % BB/ CH AR IR R

AN E SN AN A= B

Z MM ARE AL

8 K47, XX, +9 0 B 11%. Bk 2.5~ 24 RAUIKEY K Lk U YR P& TFAE IR BE 3% 5 KR R [30]
[61/46, XX [19] 5% .fii 2. 5% BF 22.5 S T e LU P I R A
47, XX, +9[2]/ 22. 5%. W 4fF B BT /IN A0 R T 0 3
16, XX [22] 102 FEE17.5%

9 HEBINU NI =K — 5.6~ 25  ORUUEEYEKORE  ZKIRELR KNG O IE R BROEIE [31]
W I : 47, XX, 49 31 45 4 88 3 1E W AT A 0 B sl R 4
[37/46,XX.[50] 10% . 2F K aE A R REARNR.3 A B HIRE Y

S ik WA TFE
10 — SN A7,XY,+ 1.6~ 37 FGR.ZEKFZ 37T R E ROREETE Bk R MO LVIRES [32]
9[5]/46,XY[5]; 3.7 B R CERIE B E L B B
k.47, XY, +9 JEET: 2 NHE AR E AR T8
[12]/46,XY [12] i 22 45 B8 R B AN &L 24
N N R W= 14
T B R 2 7 B HE T L B
Wi PR kBB T AR
JRCPE Dy 1) B 8L A2 B R B R
ERCER=YiPN

11 FKAT XX, 9 — 22.56~ 18  WT.EHEREAE. KRILEHR IH R W - AL G NS e [33]
[38]/46, XX[11] 77.5 WK PR A e L 22 I A B W JE L 2% A BROR
J I : 47, XX, + 9 WA BN SN N T BUK 2B & E A4
[97/46,XX[31] L[] 5 Jk I 375 ik AE IE K

12 FKAT XX, 9 — 60 18 ZEWINIPT /% 9 B3¢ &R MR L SR B NS [34]
[18]/46,XX [12] [ERUNC R Y [ S FBH b K, 5 2 0 R AT

FIR 9 B Y fa i i —3
A R LA R

R s A A A7 B/

RN E SN

OGR4 43 e 2

13 725 B il 46, 7.5~82 34 FGR.BZRZLwIKT ZKILER P 10 5 WS 9 R A CHRAIG L M R 8 [35]
XX[81/47, XX, + EEAH L E BEGEH NG IE R 2 L
del(9) (q11)[11/47, Kt I B ik £ A NI - BN A A 13 AR A
XX, + 9[41], 8 7 4R R BT 9k AR W RS NP
it 46, XX [447/47, ESTEN
XX, 4 del (9) (q11)

[21/47,XX, +9[4]

14 267K 18W.47,XY, 25~48 18  FGR 23 %&bk SEER MRAE e . LI [36]
+9[67/46,XY[97; U YR
20W.47, XY, +9
[6]/46, XY [18];

[a) 4] FISH:48% %
9 =1k,

15 Pk 47, XX, 49/ CZIRIAR BN 5~75 16 MWEEY K 2V A5/ KA RS 58 . F a2 0 [37]
46, XX (75%.:  JIFME.67. 5% M, P i B e T VT LR
25%) 56 BB 205 B 58 AR AE T S

16 FK SRR 46, XY, 0~28.5 29 Kt £, FGR Rl 37 AW, AN E LRI, G A, [38]
47,XY, +9[6]/ M FISH =1k 2. i i TG 11 A B AR 0 25« AR B A
46,XY[15] 0%; [ }§ FISH x BHE JS 2 8 S N T SRIE

=R EL A0 I 4. wFk B JE IS IR I 24/ TR
5% EEENLA 10. B R I SR R AR
0% ; fzJik 0 REANR LWL EFWE .

17 2k 85% 47,XY.,49[5]/ 26~8515~16 WHE LK% LM 5l AN R AR LSRR [39]
9-=1{k 46,XY[14] B S AR M — A B AR

18 Ik G
Fk 47, XX, +9 — 10 29 CE B CAEX BR M 33 FEWN O KEE NP k& [40]
[3]/46.XX[27] FGR. L5 3 ik A Jili 730t
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. B 5 B e Bk . ) ot 55l -
Y kL R R woopy  APEA SRR PR it
19 HAK29% 9-Z4k MBMBMIER . E 0~29 31 MRV 37 A4k, RAEECEMNLKFRZE.CREH N [10]

BEJLIA 41 21 FISH iR FGR (7154 2K IRER ARG sk 8 N T R
PR =N
20 Fok 47, XX, +9 — 38 26 eEMEAEFRYE 37 A CE A ANFEETE ek B A E [40]
[11]/46,XX[18] FGR. ¥ shfik  JEMR
21 — FISH 9% =1k 9 —  FGR.BWmw RAZGGF  ANFOWIE. N ERE R BHREN, [41]
fuE4 WL AAKR ERE BB 02 R S & B R
2= Rk RS ST
22 ok 47,XY,+9 )G I M. 47,12.5~40 18 FGR 23 J 5™ KHTH w0k B 98B R NS e [42]
[67/46,XY[9] XY, +9[5]/46, H.FEH
XY [35];5 ff 45
47,XY, +9[5]/
46, XY [35];: #a
#.47,XY,+9
23 K47, XY, +9 A LA Y. 46,33.3~70 17 FGR.fKkidd  Z 34 JAH GRSk A NTMmIE . E KGR KA [43]
[25]/46,XY[50]F  XY,+9[1]/46,XY B ARG NN E RO N e
Ifii: 46, XY, + 9 [997, CMA60Y ~
[1]/46,XY[99]. 0% M =4k
24 — 47,XY,+9[47/ 8 - - - 98 B BN AR H TR M [21]
46,XY[46] NS N N NP 5 AN s
R H UL % T AT L RN i 2
JBE VA NG = ) B AR L 3 Bk T A R A
PR IR F Ok B AR 2L LK ST R |
DAV = I N
25 — — 51 - — _ 9 V2 RE OB Rk A IR B AE (IR [44]
BRAIG BRI B S L T L
HIE 28 W5 T L B BE J 0T, M 13 AR Bl
[ENGE NSk i N R AR R
RS R B R
26 — 47,XX, +9[42]/ 42—  — — 5AA KM B /N L B M. [45]
46,XX[58] BRI C IR 2 R A B
HUBRK P ER. LR MM
W Pl Sk W BE K E BRI R
WK TR A TR IR B A8 0 E
PEA Tl Sl bk opk 28 K s 18] B 46 5 0%
7 AL
27 - HNJE M. 47, XX, 34~39 T~ - 6 JE AL IR R 58 L XUIR AL NIR [46]
+9[377]/46, XX B g W AR A G BE H NS
[5771; B k. 47, A7 e I L B e O E e
XX,+9[12]/46, WFMAE N B B R ES.
XX[35] LK 7 9 R | R 5 PR A
28 - 47, XX, +9[141/ 20 - - - 45 KB)Ls kBB A X AR A B [47]
46, XX[56] 2 T X1 1) 2 AR A e MR
NIRRT TG 5 K AL L L T WA TE A
[ e sy = NN AT 5
29 - 46, XX/47, XX, - 34 FGR Mgk~ 45w KLY R R NIR B [48]
+9 > TE R G 2 55 3k 8 /NI T AR A7
BT ™ AR s s iR 2%
30 SN AL 47, XY, 7.4 - - - 645 HABE:AREERE Bk [49]
+9[4]/46,X Y BIRZ AU E M AT A5 R
[50]; Bz JiE 46, XY TR R AT U T AN X R
[59 ] WE IS A BN RS BB
FHZE /NS SL L I 2
31 47,XX, + 9037/ 4.1 - - - 2 8 Wk R B NI E A H [49]

46,XX[69]

SN HE A o T AR KL
KB 2T = R B0 e
B VUK T A R R 2R

7 FGR R JLA: K Z BR . fetal growth restriction; FISH %€ ¢ J5L {7 42 3¢ . fluorescence in situ hybridization; CMA 4 (@ {& f# [% %1] . chromosome

microarray.,
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R 323 990 BT B LR A 9- =R B B 9- = IR I A 1 K ()

S 20 = KR 451 B 7 2876 A I 437 % it 20 S I 497
9-= 1k 1 0 16
A M 9-= 1k 4 1 0
L Py 1157 143 644
it 20 959 1211 1220

* e o DR R T I B L T R R e T R M R e 3 K L Bt

R4 CZER UPDO)RHNHE &

5 kiR FE T R & I PRI/ IR R/ R A i M 4 SCHk

1 B EKZKR FERT Hi R R 46, XY M B ES T ER  [56]
I UPD(9)

2 RRUR BB AR KR A0 M 3 52 40 7EIa B FERIIF & AT 9p13. 3 XAl By RMRP  [57]

LR Bl 9848 38 T B0 SR R B %
A U TR S R B BRI UPD(9)
30 BRI EE R ORI G g 2 AR 7 g g LRI & BT 9p13. 3 XA By RMRP - [57]
FER GG 578 Al TR 35 SOE AR X
RAR R TR AT R IR EEIR Y UPD(9)
4 BE RERZ. BRI EH.NEANETOR E WA G 3 4E EEIFE RN T 9934 KA LAY SURF- [58]

RE AR R OO A i 2 25 45, 3R U R A5 18 A BEF 0T W 3 1M c. 751C>T i g i 2845, it & T
At B FL R R vh 1 . MRT 8 7R 76 i F1 FEECEREEWILZRAE M I E ST &
I T A7 TE R BRI 25 A A FEIR G UPD(9)
5 RHE O RMEBIRAARE,Z8 RE e E G LM R R BT 9934 X A B [59]
SARDH 3K c. 211G>T fif 5 4l & 58 78,
WAL TR SRR LR, 28
FRic 43 1 & 3 B8 1) UPD(9) ,
6 BRE EMEFBRZE KT RGO A 15 % B L AN RIEBIL 9 Sk IR [60]
LB IANGETia Y = 1 SRR R, TR % B L #E MLLTS,
LAMC3, HNRNPU, SLC6A8 % 4 A~ 3
PR 78 55 I 1 ) 6 1 5 7
7B FERE.-RARMNEE.KAPGERE.Z 7R 2 8% AR R SR LA T 9 S fafk 9p13.3 [61]
A S L PR A L Sk K e LR B 3 B X b ILIIRA 3£ ¢ 707T>C p.
e (Leu236Pro) i s, 4fi & 28 A , 58 7% o I £
5% +SNP array 43 #7 @78 8 B Y iUPD(9)
8 RRUR WLSK R V¥ B RS AR R 4B U 9 S YR BAGALT1 3 . 579C>G  [62]
SRR B R R E KRB R (VA e S AN B R O N QIR
g iR BT % B R (1) UPD(9)
9 BRI CEGES SRR R E L RFEMAERKRE T 14 4% 96 BF I A% AL S 46, XX, K47, XX [63]
T LI B B 2 4 R e N KB L3R +9[2]/46, XX [69]; 41 47, XX+ 9
oS i CH R RO T [4]/46,XX[46], fif T0 & 43 #r 7= A B IR
UPD(9)
10 BHRE RGBS TR R KRR T gl S B IR I 3R 47, XX+9[3]/46 ., XX [54]

[9T. KRN 46 . XX 5|7 )5 B JL4H 2
FISH R iE# 1 i KR M LR 487 i
JLALZUE R R A UPD(9)

11 BE CRBS LR R RHEWSIE 172 UE 17 ZAEWE B4 SR B A0 A% R 47, XY, +907]  [64]

PEAG I M AR T GBS %A RE K 46, XX[93 ], & LA L B Tk 85 35 o0 IE

KT R GE s I W S AR L M UL R QI T AT SR S M)

NG ARV R B R S L RS UL P S UPD(9) (S 4238 9 5 e o PR B U5 A9 2

W T6-9 B HE S 3 B8 BB 2 B0 A L e I g O

B A

12 BEVE PRI KBS0 G 5 R PR Cine WU K 85 R 4y B 47, XX, +9 [30]

R R 5 N NI 1N (s R VA 3 [6]/46, XX [19]5 47, XX, +9[2]/46,

B=N QI AN o O o = A i1 XX [22]. 7= J5 FISHO =it & o i« I

TE il 550 0 11% B Bk 5% hili 2. 5% fF 22. 5% .

B 1090 R R 17, 5% . B TR 40 B R
B UPD(9)

13 BE EARKRHSHE FERT NA PRI BOR O 9-Z kA, FE K SNP O [65]
array 43 A iR S BEIE ) UPD(9)
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B T

B ki e T TR 7 i R e B FEEI/ R &R/ PR Ky 3 B 4 Sk
14 BEE RIREAHE.AE LR ERBA MO VN PR 2 4~ A iR MKE BN 47, XX, +9[4]/46, XX [66]
T AR A S e TR B R R Ik [967, 3% F 4 &1 B¢ & & /7 41 (1) PCR 43 #7
2 AR Sl MO IE R R A EEE I UPD(9)
15 R HAENZEREM R @R 16 7 MR 16 2L KRS F B RFEIEH 9 5 R Gk [67]
9p13. 3 ) SIGMAR1 3£ A 5kb 4l 4 ikt
K RAKIALE.
16 QW HWAEFREAR MR, LFRE. MR BAARGE L4 BFUFEREIES 95 R EHE [68]
oG UK A A 9 & A ANk, FLR B By 9q34.2 I SURF1 3K c. 241—1G>C
[1) P 58 453 PSR A 5 AR, Z 78 SR IR 45 1 AL
3% .SNP array K R4 HF R 9 5 4 o ik
AL IR UPD(9).
17 SLUE 30 JEEFE FGR, A MO0 2 38 56 ARG =i 22 A k&% NIPT &3 Rk & 8 9- =k, & RAN  [69]
SN & B AS KL P I I AR 30 % o JBF A% L 40 B Sk 46, XX, b I 4%
(A PR BB L Sk T4 R 1A 22 A I R E A T4 A7 MG 97 )5 40 FISH. IE 3 B8, R
BE R I R H RNk 25 1% % 109 I T 400 Ji R 1T T 400 M ) B9 FISH
AR KM LR G A 2, LR RN WoRN 9-Z AR A A 17X
5 AR H ik B S FLR A A R M19%. K% STRPCR 47 K ¥ 9 2
Pt R R A YR UPD(9)
18 RH BAHART . LFEEEXMELELSE . HE  ™E NA SNP array N 9-= 4k 11% % 4. 9921.  [70]
gl 13933. 1 X #{% ROH
19 RH 3-F 3L % R R PR AE T sl 18 K4 %t SNP array 0 8 Xq28 Fil 10q26. 11q26.  [70]
12 &4, 16q23. 1 #it 2%, 9q22. 2q31. 1 X
Bk ROH. M JF & AL T 9q22. 31 119
AUH #:H c. 373C>T/[p. (Argl25Trp)]
Jy 4l A
20 RHE ol LAY AR I E e 584 SNP array /#7124 9921. 11921, 33 R A1 [70]

9q21. 33q34. 3 X8 ROH, M| & & 3R 7
F 9¢34.11 B ASS1 3 ¢. 571G>A/
[p. (Glul91Lys) R4l &

7 : MRI # 4L48 i {4 . magnetic resonance imaging;iUPD B 3% [d] — /&, uniparental isodisomy; ROH 2% & £ % 2% , regions of homozygosity;
SNP array PAA%H R 2 &85 F  single nucleotide polymorphism array; NA K42 & .
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