W R RIS GRS e

W R TR

AR AR %ﬂéﬁﬁ%‘;ﬁ%ﬁ%frﬂ W e A RS

B

=2
N

7

% B %2 & & W

i\
24 1} S
% O0O000O000 g 22 %
e ot &% [am & 0 g2 RE RERAY
¢ o () e B4
53 =L o\ e
o) i A
4 s
¥ Lppa000 B e # B B KB 5 B
# E ] #
A W Fo A | Rk FREEL 1 A8 B B & EN )
= i T 4 (=2
P REEET ICETEDE f AR A Ry > A
B AT B Y ik
¢ Bis- v gpd E 0 paeorgad o xoRp 0L E£2.F mAEdE: xRS R)
H | e [O- 4 ORjr & 0 30 2 80
B T LA FARF i e
B Ap w01, w02 ¥ kO3, % e ml
fo o 5 — : BMBRER | E 0§ g A
B oo RO w0225 03 f248¢ 04, 5 o4
,‘:i'- — = N N 2
! i o om O - Uersranseni T
i G )

11

I pER &£ 2 2= 2AN IS I S

5.4 4 AT 6.3 7 FAISRE T8 %o 8. R

PR ¥ F | ERF W
BB O Lmred @R sk 24 P AR 3. T RRE I £ S 4 ¥ RD] E IS AL

e R BE KRS

R R S

L. & %
CI2. & % %27
L13. & %

3l

[14. 55 % 4 pz

1. = %

[12. 8 ¥ #_F % AlphatBeta thal
Oz : O-0-0-UGF$r %)
Oof : 0-0-0-gd - 0-0

ks

[13. 5 % 4§z

o, 22y .
H i 5 ?3’_}{]’3 :

O-Oz 2 4 B R gss

1 2 #A1imA/il A
“l_e A a A/ A B
1-2_ @A mA/51 & @ gk

v A/ AP T RABFEE
RS WAL B A G =L ) L

A FRAMTAHR OL OF
4 2w

5

5.2 4 A e P & 7P
% 5-1_ 4 A el ¥
5-2_ ¢ A% @y

iy 5-3 H
E h-4 * i
) 64 % i BE_ R 7]
B T 8w

O @353 PRI+
1w L ATl o Fle b
o 2.9 Rkt FEF &g B35

w

IR REAE AT A 2

PLESTE -~ A ud BRABRBFR DT LL BRI B R RS - ekl =
2 HHE LB E B Y BRI EHSE R p - M IR BR AN TR I RE A R R R TRETE
BB EARM T RRE 2 ReF e RRTYUE Y B P L) B FrRRFEL
e FlhameE (oD BR) FEDFUHFL R (F2273 BR ) SFPEFLERET BV BIFTH G- sl
WA TR L T HE T -

hogk

94. 09

B e
FRNERD (SHYRE) S 2
¥



W R RIS GRS e

W R TR

AR AR %ﬂéﬁﬁ%‘;ﬁ%ﬁ%frﬂ W e A RS

B

=2
N

7

% B %2 & & W

= i Of # %
LA % %
VS I I I | | e
e ot &% [am & 0 g2 RE RERAY
' $ () e A
53 =L o\ e
w o S ( ) B> AR
+ 45 s
¥ Lppa000 B e # B B KB 5 B
3 %7 2 i
A W Eo A | Rk FREEL 1 A8 B B & EN )
= i T 4 (=2
2 REEET ICETEDE Bk A A3 gn A B % X
IR B
¢ Bis- v gpd E 0 paeorgad o xoRp 0L E£2.F mAEdE: xRS R)
| e [O- 4 ORjr & 0 3P 2 80
e o g LA
8 o8 w01 »=*02 k03 %i g ml
o o W — wwpBET | & 5 o @ A
B oo RO w0225 03 f248¢ 04, 5 o4
}:i'- — = 3 PNy
! i o om O - Uersranseni T
i G )

11

I pER &£ 2 2= 2AN IS I S

5.4 4 AT 6.3 7 FAISRE T8 %o 8. R

PR ¥ F | ERF W
BB O Lmred @R sk 24 P AR 3. T RRE I £ S 4 ¥ RD] E IS AL

e R BE KRS

R R S

L. & %
CI2. & % %27
L3, & %

3l

[14. 55 % 4 pz

1. = %

[12. 8 ¥ #_F % AlphatBeta thal
Oz : O-0-0-UGF$r %)
Oof : 0-0-0-gd - 0-0

ks

[13. 5 % 4§z

o, 22y .
H i 5 ?3’_}{]’3 :

O-Oz 2 4 B R gss

1 2 #@A1imA/il A
“l_e A a A/ A B
1-2_ @A mA/51 & @ gk

v A/ AP T RABFEE
RS WAL B A G =L ) L

A FRAMTAHR OL OF
4 2w

5

5.2 4 A e P & 7P
% 5-1_ 4 A el ¥
5-2_ ¢ A% @y

iy 5-3 H
E h-4 * i
) 64 % i BE_ R 7]
B T 8w

O @353 PRI+
1w L ATl o Fle b
o 2.9 Rkt FEF &g B35

2HHHE LR Z BN BIPEFE 55 - B IR BRI AMTRY FI R A T RV FE TRERE .
S B RAPM T R E P g st > RRUPUF T B pP ) B FRRFELFRAERL (YRR o1 2

e Frape® (o173 BR) BRI UL H (B3 BR ) EFPRAFLES RV BRTHI FPRn- 55
WA R W L TR

IR REAE AT A 2

lREE Y - DA iﬁ%ﬁﬁ%ﬁ%}‘%\é’i%iﬁi’ 8 FIERATh B BT - Bk E o

94. 09

&



A BB AR S A

"~ e X ¢ 2l #

10 Advanced maternal age ' ® 2 4w
" }%Ilgrilﬁglgetlérglaternal serum screening(second A AR AR Y (dREzB)

11-A DS risk >=1:270 BAER >=1:270

11-B_ DS risk <1:270 Bk e <1:270 *

11-C_|Trisomy 18 risk increased, DS risk >=1:270* 18 %% 4 8= 2 ¢ 4k 2 '6 5 4 &

11-D |Others _ His @
19 %E?ﬁgg%érglaternal serum screening (first B B e - b (EEEZ R )

12-A DS risk >=1:270 B b e >=1:270

12-B DS risk <1:270 B ok te <1:270 *

12-C_ |Trisomy 18 risk increased, DS risk >=1:270|* 18 5Lk & #1= 2 & & & TR 3

12-D |Others His @
13 Abnormal sonographic finding _ A ARG R

13-4 {??ﬁggigg nuchal Translucency 1n the first BB EARE L NE Z B

19-B {g%gg%gg nuchal Thickness 1in the second IS

13-C [Short long bones £ 2]

13-D |Choroid plexus cyst HES S L

13-E_ |Echogenic intracardiac foci O R e

13-F |Heart defects Al

13-G_|G-1 tract obstruction FRERE

13-H |Echogenic bowel GRS NEa A

13-1 |Pyelectasis TEm%

13-J |Other urogenital tract anomalies B THGLIRE R W

13-K _|Polyhydramnios ki 5

13-L  |0ligohydramnios E NS

13-M |Fetal growth restriciton et &R

13-N__|Hydrops fetalis KR RL T (PR 2K )

13-Z |Others # i @
" Ve ppube gepeqt or elevated MSPAME Ly r g o ping 3 2 w5527 309 (MS-AFP)
15 roncrangenente e batanced CAMF AT T L

15-A |Balanced autosomal rearrangements WA T g

15-B  |Imbalanced autosomal rearrangements LR E oy e

15-C_|Balanced SEX chromosome rearrangements |15-% ¢ 8T e

15-D |Imbalanced SEX chromosome rearrangements |f&-# ¢ 2T firis

15-E |Others His @
16 Abnormal family history LA TR

16-A |Familial member with abnormal karyotype |%%= H %3 # ¥ i)

16-B  |Familial member with congential anomalies| 7%= A% 3 A< 24 ¥

16-C__|Familial member with mental retardation FES R A G OB

162D ggg}dlllal member with unexplained fetal FOES R A G AR F s -

16-E |Others # @
17 Kri%j 27 AR RIERLT A

17-A |Thalassemia AEE R

17-B |SMA-Spinal muscular atrophy AR X R

17-C_ |SCA-Spinocerebellar ataxia VR et R AMEA R (O R X R )




~ A ¥R v % 3t

17-D |Fragile X syndrome X %4 Wiedrx
17-E  |Huntington disease 3 7N B
17-F |Prader-Willi syndrome / Angelman syndrome Fmag-=flomigE /LR g *
17-G__[DGS / VCFS W F g G %
17-H Williams syndrome By S X
17-1 |Smith-Magenis syndrome A8 F AR %
17-J |Hemophilia % h
17-K  [Duchenne muscular dystrophy }\%‘\ i B %074
17-Z__|Others # *

18 ¥4 TR
18-A |Abnormal karyotype P WA A
18-B |Thalassemia « TAR AR
18-C [Thalassemia B e AlA EE R
18-D |SMA-Spinal muscular atrophy AR zéﬁ?ﬂ'}i
18-E  |SCA-Spinocerebellar ataxia VR et R AMEA R (] R E R )
18-F |Fragile X syndrome X 31
18-G_ |Huntington' s disease % 7 AR RS
18-H |Prader-Willi syndrome / Angelman syndrome|# F - {15 E i+ /% £ & =g %
18-1 [DGS / VCFS W ie i *
18-J |Williams syndrome ) %
18-K |Smith-Magenis syndrome RAT-5 F AR i %
18-L |Hemophilia o 2
18-M |Duchenne muscular dystrophy ; a'g» SR
18-7 |Others H@ %

1A Miscellaneous Fe g %
1A-A  |Parents’ anxiety CAMANE f %
1A-B |Drug exposure i %
1A-C_|0thers # i *

X4 7 # 4t B4

AR T

Aes o e T X2 i Rk P A AT RS

AEET L AFIRHEY SR/

5 PR E 75 PHESE
2 1DA 3-3 HbH disease compound heterozygous
a-thal 1,2 (a- /- -) &P
3 Alpha thalassemia 3-4 hydrops fetalis homozygous
a-thal 1 (- - /- -) FH3xp :
3-1-1 Alpha thal silent -heterozygous 4 Beta thalassemia
a-thal 2 (a a/a-) —a4.2
3-1-2 Alpha thal silent -heterozygous 4-1 IVS-11-654(C—T)
a-thal 2 (a a/a-) —ad.7
3-1-3 Alpha thal silent -heterozygous 4-2 CD41/42(-TCTT)
a-thal 2 (a a/a-) QS
3-1-4 Alpha thal silent -heterozygous 4-3 -28(A—G)
a-thal 2 (a a/a-) CS
3-1-5 Alpha thal silent -heterozygous 4-4 CD17(A—T)
a-thal 2 (a a/a-) H#
3-2-1-1 | Alpha thal minor heterozygous 4-5 CD27/28(+C)
a-thal 1 (a a/- -) SEA
3-2-1-2 | Alpha thal minor heterozygous 4-6 CD26(G—A)
a-thal 1 (a a/- -) Thai
3-2-1-3 | Alpha thal minor heterozygous 4-7 Beta major #Hiip
a-thal 1 (a a/- -) Fil
3-2-1-4 | Alpha thal minor heterozygous 4-8 His
a-thal 1 (a a/--) #&:
3-2-2 Alpha thal minor homozygous
a-thal 2 (a- /a-) F3xpP




