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Drug Administration , FDA) 522020 &£ 8 B 7 B2 &E@BAR 2 @AM £
B SMA B& ; WK 2022 F 5 AEZERIE 2 BALTNBEEAEE
iE - MRIBHEDHRINSS ERBEENIEINE"  BF . Fik 1~7 @
ﬁﬁﬂ@%—iﬂ SMA B2E8% | EREBEZEMBEZEEINE - EE

ZEIHEFRVEMFRRERE - Tl 225 m2E 8 - F=RRE
BmYNEE | FETABIESHEING ; $1¥ 6 EH~60 mELEZIBH
fAENE_ - F-ARE - BHE 12 @B% - MRT SMN EEEFE
BMNYER - B - ENAZEREROR - HEMS  FatEAEE
MR EERIFRANSERE -

Q) FEREFIKAE R TS (Onasemnogene abeparvovec-xioi) : 2022 & 6 A
STRER AR 3 BAGtER - SMN2 BERER 2 5 3 WA N E N B mAIEZ %
YERT Y BEBAEED AR TR ENEERERE  SFEAE  Ih
BATE - RBJ|BRESE G 7 - RUEEFIOLIH  BEFESH
HERZEYER - aEREFENMINEE

=B BEHMRRNEY) RENVMREZE(NFTEEZH
KREME - ZEBREYVEI - BIFFR - KESIIRBEREZANTS
A= - FICEEEE R mEYEE -

&% 2 : Nusinersen initiated in infants during the presymptomatic stage of spinal muscular atrophy: Interim
efficacy and safety results from the Phase 2 NURTURE study. Neuromuscular Disorders, 29(11), 842-856.
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5F 3 : Risdiplam: A Review in Spinal Muscular Atrophy. 2022 Apr;36 (4):401-410.

5F 4 : Strauss KA, Farrar MA, Muntoni F, et al. Onasemnogene abeparvovec for presymptomatic infants with
two copies of SMN2 at risk for spinal muscular atrophy type 1: the Phase ITI SPRINT trial. Nat Med. 2022.

&F 5 : Onasemnogene Abeparvovec Gene Therapy in Presymptomatic Spinal Muscular Atrophy (SMA):
SPRINT Study Update in Children with 3 Copies of SMN2 (4163)
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AIB—REZLAHEERILEER 1/4 (25%) M%?E SMA * 12
(50% ) HHERMXEBEISEEARTEE B9 14 (25% ) WERSIE
BE  BRRALR L VPEERXHE-HIFFRE  BRERZEES
B MR M B -
q D

T
O N A+

(IE®) (GISES) (FBEHE) (BE)
25% 25% 25% 25%
BERESE
75%

(BEN) 2iEiziEuiEEET ( Autosomal Recessive Inheritance )
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BHEEM SMA FEEFR?

R SMA #RAEBRERTHERETEXRS  SFEEETANSG
& - SMA EREEZEL 1/40~1/60 *° - R AL 50 BATHME—ER
HHRE - TERELASRRE  RAER  BEEXZEHFERATRAEZE Al

TEE BREZAWHUER - BREBE 14 (25% ) WHEES SMA &
Z - RESENERBRASTME - SMA WEREEEXL 1/17,818 -
BETZIEENERRE S8 —FRE5TA T8 SMA AR HE - Fh
DISHEENERER  SREARKESEEN  AIRNBRERESR
ERMEMURABREETES -

7 6 : S.-F. Ouetal. / Brain & Development 43 (2021 ) 127-134
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(1) B IRE2 R /u%tljfﬁﬁuurr#lk%ﬁﬂl SMA ( AR NS ) WS HE s
REMERSE  BBERRRE—DETZE -

() FREEDS Eﬁ SMA %ﬁ%TEE’\JEm RHEDBEFTREBE R MEZE
% ; AERGRE - AReFREMBEEEEMH BN —RERAREE
oA BB ERATIR AR SMA %ﬁ%’fﬁ BB BEER SMA FHE -
EEREEEETATREE EMBNKRESH EERZIHRTE
TEEEZEHRE

Q) EREEZERSE . EXFTEFERATRE, VEETRPHBABEW
ERE (10~12 8 ) S=FEEZFR (16~20 B ) BESREAR - W
fa52 DNA ETERERSE - LRXBZESESR SMA BE - HEAES
ZER - B BIRERNBESEER B R - BREEEHE - BHY
REREE -
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DB 48 NREBROFAER - REVDERMIRINE - S8

ENERREERE ZHERE RO - ETERUERHERERIR
Al - HAI SMA BTERERBEEIRE -

— - Eg R RIRBREN A

B RA2 Ef ‘ HHEERE EREEZERE AR ETR
HAEIKEM 2~3 ml EX EDTA ££ | #FE (K25 mg ) | MR HAER 48-

e ot FRERME FIK (#5~10 72 I0\BE - BRRIERER
ml ) fIEREVM 2 MR
(#0.2~03ml)
TR ER T MLPA - FE£ PCR * ddPCR *’
ElgEEaEER BERA Rk | ERESEERBY | TERSKRPOH
2z TEBMRE | BFIERME | TEEMRERE
REREN | RERIETERR | BARRARER | RIETRREE, -
Mg, e BZEREA
a o
1% B 5 £ 1~338
FampEz BRiREER | fambiz® . | BAlREERAIE
2 KEREEE | REE - B | KBEREEERE | B EATKEZ
SRR S | BKEZBE | Bk % (3 AEER - BEEN
-E (kBN ) #HE | ER - EER | B) WWEESHE SRR Bl EE B

S LI

Sy AHRA R B B
Bl TR R A

o

=R =
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5 7: HE LA SMA SRIRE - ARLUTRERIMT T EET - EER 95%BIRRBUEREE - B SMNI
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http://tgss.com.tw/TW/home/Default.asp ° X 2022 F£ 4 B - SMA EERRTEETEZHESRE . MORRL
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MLPA
( Multiplex Ligation-

EE PCR
( Quantitative PCR )

MEEF PCR
( Droplet Digital PCR )

dependent Probe

Amplification )
T=
N PCR/Sequencer qPCR ddPCR system
Eedr]
G| N o

X = P =
(277N
(=%
Exon 1~8 Exon 7 Exon 7

usd
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B 37 A B AR SRR 1

#¥ SMA FREREE - W
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E 95% % 95% .
BRE R ERE -
15
; ; #INT 2,000 JT
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A B R AS REZ B R AKS

B
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EXEMRBOAARLE - FRERANE 7T+
REREREEARER—EALZE SMA BEE - REEMERE -

#F 9: Carrier Screening for Genetic Conditions. ACOG, Committee Opinion Number 691. March 2017.
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RmEBRESD  FRE ﬁﬁ_ﬁz %%E’J Bt (IZEER
BRSE -~ BRIZERZ ) UIRMASHEN ( ME EE’J BRI~ %
1%75}%1%5&"@; CERENE ) Eitlﬂ?ﬁu% (2)% - EEE/\\E%_E%%EE
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E?mfik%”;ﬂ@&%’:’fé BEEEBAAREEBEELELEEN - NoE
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- BEAERER  #E&- 4H HgEH - 285 -
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BESEWA SMA FEE S (e RARBES)-

- ABEEESMA EMR - B SMA BRR - XRETHE SMA BE -
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ERTEAEZ - UEBRET SMA BENER
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