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10 Advanced maternal age % B F AT
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11-A DS risk >=1:270 B AE R fE>=1:270

11-B DS risk <1:270 BAGER ' <1:270 %

11-C_|Trisomy 18 risk increased, DS risk >=1:270| % 18 5L ¢ 4= 3 & Hr 5 ' 3% 3

11-D _|0Others # @
9 %Erﬁgg%rrgatemal serum screening (first B ¥R A (EEF B

12-A DS risk >=1:270 BAER ‘§>:1Z270

12-B DS risk <1:270 B h e <1:270 *

12-C_|Trisomy 18 risk increased, DS risk >=1:270/% 18 5L & H= A & 26 5% 3
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13 Abnormal sonographic finding £ WA AR AR
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13-B {ﬁ%giigg nuchal Thickness 1in the second Iy e

13-C_ [Short long bones £ ¥ &)

13-D |Choroid plexus cyst HES & L

13-E |Echogenic intracardiac foci A B

13-F |Heart defects B F

13-G_|G-I tract obstruction BRI E

13-H |Echogenic bowel BTG

13-1 |Pyelectasis F 5 ok

13-J |Other urogenital tract anomalies His TRGLIRE R W
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13-M |Fetal growth restriciton a2t £
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13-7Z |0thers # @
14 N(eﬁgilm’ggt:)% geﬁghc/[’)c or elevated MS-AFP LEA IR AR 2527 35 (MS-AFP)
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15-A [Balanced autosomal rearrangements WA WL g
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16-C |Familial member with mental retardation |F~%~+H % J i &4

162D geeug}dllml member with unexplained fetal FoEE R A G MR Feen i

16-E |Others # @
17 AP G AT AT T ik

17-A _|Thalassemia e A

17-B_ |SMA-Spinal muscular atrophy Ek e ’“‘Pi % M5

17-C_ |SCA-Spinocerebellar ataxia TR R AR A (O] X R )
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17-D |Fragile X syndrome X% ¢ 8iEitE
17-E  |Huntington disease 37 AR
17-F  |Prader-Willi syndrome / Angelman syndrome|¥ #f-= {1 iz /% k& < *
17-G__|DGS / VCFS W E IR %
17-H |[Williams syndrome R CVIE %
17-1 |Smith-Magenis syndrome A8 F AN %
17-J |Hemophilia 5 A
17-K |Duchenne muscular dystrophy F RS X R
17-Z _|Others # %

18 WA TR e
18-A |Abnormal karyotype A WMEF
18-B [Thalassemia «a vAlAEE R
18-C |Thalassemia B e AlA EE R
18-D |SMA-Spinal muscular atrophy AR X %?Tfi
18-E |SCA-Spinocerebellar ataxia VR e R AR A O] X M)
18-F |Fragile X syndrome X 337
18-G |Huntington' s disease B 7N R
18-H |Prader-Willi syndrome / Angelman syndrome|# % #-= {1z # % k& < X
18-1 [DGS / VCFS R IREIEE X
18-J |Williams syndrome By 4 %
18-K |Smith-Magenis syndrome ¢ RET-8 F IR EE %
18-L |Hemophilia 5 x5
18-M |Duchenne muscular dystrophy F RS ep X R
18-Z |Others # i *

1A Miscel laneous 3218 X
1A-A |Parents’ anxiety AN g X
1A-B  |Drug exposure i %
1A-C_ |0thers # %

X& 71 7 A4 B4

Q7B WIE R P fr T et o (e [ AL i fog B3 AT ES

AER T AFRREAYREABL

iy EET iy T
2 IDA 3-3 HbH disease compound heterozygous
a-thal 1,2 (a- /- -) #Hz=p
3 Alpha thalassemia 3-4 hydrops fetalis homozygous
a-thal 1 (- - /- =) Fu@
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-) -a3.7
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—()
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 zsip
a-thal 1 (a a/- -) Fil
3-2-1-4 | Alpha thal minor heterozygous 4-8 Hi
a-thal 1 (a a/--) Bu
3-2-2 Alpha thal minor homozygous

a-thal 2 (a- /a-) #Fuxp
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11-A DS risk >=1:270 RSk fe>=1:270

11-B DS risk <1:270 B b e <1:270 *

11-C |Trisomy 18 risk increased, DS risk >=1:270|% 18 5.3 & 8= % & Mk 2 ' 5 % 3

11-D |Others _ I @
19 /é??gglél%érlgaternal serum screening (first BB ahs bt E (ledRsZ B0 )
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12-C_ |Trisomy 18 risk increased,DS risk >=1:270|% 18 5% ¢ ¥ = 2 & Hg 2’6 S/ 3
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14 Neural ube defect or elevated NSTAFP I 1p b i % s 7237 36 (S-AFP)
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15-A [Balanced autosomal rearrangements WA WL

15-B  |Imbalanced autosomal rearrangements LERR

15-C_|Balanced SEX chromosome rearrangements |15-# ¢ #-F ris

15-D |Imbalanced SEX chromosome rearrangements |f:-# ¢ #2-F §rle

15-E |Others # @
16 Abnormal family history A ¥ RER

16-A |Familial member with abnormal karyotype |#%= A% 3 &£ ¥ 23
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16-E |Others #i ]
17 ARG AT ARGV

17-A |Thalassemia AEE T

17-B_ |SMA-Spinal muscular atrophy PR X SR

17-C_ |SCA-Spinocerebellar ataxia PR R AR A (O] X R )
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Fragile X syndrome

X% & WipdrE

17-E

Huntington disease

3 7 SRR

17-F |Prader-Willi syndrome / Angelman syndrome| ¥ % - IR EEERE VR *

17-G__|DGS / VCFS W F e EE %

17-H_|Williams syndrome ® RV *

17-1 |Smith-Magenis syndrome A5 F Vg i %

17-J |Hemophilia o *

17-K |Duchenne muscular dystrophy F RS X S

17-Z |Others #w %
18 LR IR o ot

18-A |Abnormal karyotype Ao REEA

18-B |Thalassemia « TAAERTL

18-C |Thalassemia B e AlAEE R

18-D |SMA-Spinal muscular atrophy R X

18-E |SCA-Spinocerebellar ataxia TR R AR A (] R X SR )

18-F |[Fragile X syndrome X647

18-G_|Huntington’ s disease % 7O REE

18-H _|Prader-Willi syndrome / Angelman syndrome|# F#&-< {1 mig# /% & p X

18-1 [DGS / VCFS W F e EH %

18-J |[Williams syndrome R CVIE X

18-K [Smith-Magenis syndrome RE-8 F I REHE %

18-L |Hemophilia © *

18-M [Duchenne muscular dystrophy F RS X SR

18-7 |Others H i %
1A Miscel laneous 3P TR x

1A-A [Parents’ anxiety KA RDE g X

1A-B  [Drug exposure %4 X

1A-C|Others H %

X% o7 A AF B4

(UE

AERTEAFRREAYREABL

PP TAE > e TR R R A AT RS

L : PH¥EE iyt P EE
2 IDA 3-3 HbH disease compound heterozygous
a-thal 1,2 (a- /- -) FxpP
3 Alpha thalassemia 3-4 hydrops fetalls homozygous
a-thal 1 (- - /- -) #F3p ¢
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-) -a3.7
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-) B#
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 iip’
a-thal 1 (a a/- -) Fil
3-2-1-4 | Alpha thal minor heterozygous 4-8 Hi
a-thal 1 (a a/--) HE
3-2-2 Alpha thal minor homozygous
a-thal 2 (a- /a-) FiP
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R A S R A o (RO Zs 44 o

HREMILAZSENT R E W ENER - TFRERL R 3% » [8FE T ARERRNE L 9FNSs 2 —HIHeEE T EEEIAZEEEEE -
KIH 95% LA ERIE BN A ZGHE B SMNI exon 7 ERBYERE » RIELTYEL 5% SMA B3 AJE SMNI1 G - AR A s Eate i,
REEZE T 32 Multiplex Ligation-dependent Probe Amplification(MLPA)AYEHE A& Es SMN1 exon 7 ELREEHIETE -

DNA E4H - Alsi S EC it MR E - BBl -

At m s R IR (R R A H M R FE R e E i slss - ol TG finie B Ra Nl A Z M EE RN - FFE B &S vl g 250
Bh - #BIeEFs 2,500 7T » fBIEF RS R AZGEEERTRE - SRI%ie A A EEFEEINZESEL BN - Brllia fdigig A
B HEE RN B i S MU AR B EE - WRERRAGHIEIE NIRRT » DEREATTRRZEGE R A R A R 2
GERERL > O AETTREED -
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e ERIE P Fragile X Gene Screening A L72-652
Ay - X 4 ¢ §89537 0% A Flie B repeat-primer PCR
1 1wl IR sk ik .
(4 w5 4) £k repeat-primer PCR
, i 4L (3 KEDTAFURAM)  |hiih 3 7 TR E
72 ER IR & ? 4 £ e £ 258 P et
FRE S ENS 3T (BEH 57 hdmmm) "
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EHpE 24 /| PF T i: =
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SRS ke g % i Bhik Skt 4000 7T
. VN , REBL Ry X Gy fShetTiE " AE2e8 | 5 T p2e8@al | » 5
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1. X % ¢ %8 %47 (Fragile X syndrome; FXS)£_% L @i B enpg o> #F 2 F AR08 g ABEY X2 MEEEBEA R - &4 3
TRRAELAEL i Falmet B v e B IR RPE - FTRE AR EY ER B ‘7~”k”?€rﬂi3 °
2. BRI AR E S P AP AR RRFFF A GASFTI LA - BEA XM FRAEK PREATAFELEIFARE L FAEERT
AW EZT S RERFEFFE AR EP AT X G Mgl -

3. FXS}’(‘}]%r'ﬁ}%’ FlE X4 ¢ 4 enFMRL A 7= %"%‘E{CGG T HhTHER ##%f‘a“r:,g%\ BB EE S FMRLAF# 4 7 At > @ FMRP 3-
PEFAETHARAY OFMRP L ER N2 A S BEF T AL E I RN TREF I PEAPIA AR c ERFEL DT ¢ (ACMG) ik}
FI\/IRlCGG Al Tad TEr¥a T FA '——Eﬂ%’*‘J 32 Tz 2287, 331“‘] 0
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