2023/6/16 &1 1.10

HHER-ARZ Y —= v 7% B L CEW I N - BHEGEREO ROBEL 740 —T v
7 Dige

HA/NRMR S M - I5EEHRICET 2 RES
B ENEE~Y AR Z ) —= v P —F v S —F

[iZU»ic]

TN FE CHRMERZEMAE (spinal muscular atrophy ;SMA) 1CX L CHE RN ZRIBEEEIX 7r 2> -
75, 2017 5 LARE IS D IR 7 in R A3 R & v, SMA TG ATRE R IR & 7R o 72,
L 2> L BERT A EB R O 22 1 & iR AR < H b | FRCRIAFAE D SMA T34
HBEHD O 2T T 2 720, IRESEN S IZEEA O T LTCLE 5[], #E
> T SMA ZIEICE W TRIHZHIEEOEHPREEFIHLE Z 2 b5, BN OEEDET
T TR ER~A A7 ) —=v 7 (newborn screening: NBS) 23FEflid Tk b,
Z DmCEENE s EE TN T 52, 3], Atk TbFICEROA Ty a
ALY ==V 7 TIEH 0D HiRKT SMA-NBS 235l 2 T %, SMA-NBS FEfifi
B3 2 RIERDORER N ORI NT W B2, ZOHFEMEFHO»TH S L mit
7Bl D bR I, ZOEMIIAED LT3, 5D ENOEA BRI ML <
WSHRBLTH B, 2hH D SMA-NBS O FEfiicBES 2 FIHIC oWl BBV ZEhE
DRER AR ) —=v 7 OF51% | (BIT [SMA-NBS 0 F5[ % |) &M ahizw, K
fE#t1x. F12 SMA-NBS % L T2 X vz SMA WoipE e 7 v —7 v 7h#iconT

[SMA-NBS ® F5| & |Oia# e 7+ v =T v 7OHHNFICHEZ MA@ LTk b FEK
7aEst & 72 2 L9 EL T 5,

SMNZaE—# RAERAR RAE®RAM

- EEZHRE 12— # Et

B (vLpa) SMA 2 ok

2ar— MR oz

SMNRIEFHY(RO)—=
HER 7 {aEtE) :non-SMA 3aE— 23 Hidz
=5[]

A== > 4aK— I~ -
BB CARESET Db TG,

partE*

¥ FRIPLLREEFATFLUIVGEROES~ATORSEOEREL OSMARSE
(SMAM5%) IFSMA-NBS TIE R TELRLV=HSMAZERICFFEETELL,

J.Glascock, et al.) Neuromuscul Dis. 2018:145-158.Figl X%
J.Glascock, et al. ] Neuromuscul Dis. 2020; 7(2): 97-100.

1 SMN2 Eisfav - & ERBEFEOMBEBEREZFIHL -t R~2AR27) —= v
FRELCEW I SMA IRDBET LY X L4



2023/6/16 &1 1.10

<SMA t 3>

SMA 13, T BT AMEOREIC X 2 ThoEd = 2 — o v 2k & i E T 24
e T 3 EGgOERBEEEE (PMhEn) BERXoMEmEETH 2, SMA OFAMHEE I,
S DA TIE 1-0.5/10,000 Hi4d, AARDEZFE T 0.27-0.51/10,000 Hi4: & ik &
M, REE X 1/50-100 A & HEE X h 3 [4-6],

APREICBIES 2 TR BT & LT, $efk 5q13 1 LD survival motor neuron 1
(SMNDEIGET & SMN2EIET- 258 ST 3 [7], KRB D KK DK 95% 138#HE) = 2 —
o v OEFICAA[ R SMN EH'E % 32— V4% SMNI B0 REHEAEERE (REXR
%) THY, YD 5%IE SMNIEIZTFORMT L ARKE T L REROEE~T
OBEAMORETH D 2 e bhroTWDb, SMNI BIETDOFRERKIZEYICE > TEIE
N7 RECTH L, b M-S TcH Y, SMNIEET L IZIFFE GO SMN2EIR
TRy 7Ty THETFELTHE>TWS, =72 L, SMN2 BG5S S h 2 ek
SMN EH'HZ 10%fEETH Y. Y D 90% I IEHAENETH 2 -0 EFIZHEL 25 b D
DA & 2> 7 iEEENE SMN EHEORRIC & V#B= 2 —n v 2iEE S SMA 2 RIET %,
SMNZ2 Bin+a v —$UTAEFNIC X v B b FARMIC T 2 v —8aam3 i, RIEFER

I < RER ASESEIL 3 3 A1 2350 > o T 3 [8], SMA DK 2 <2 F F A3 IEHICIL < .
FAEFMH, BRRRE D S R RIRE O REER TH 2 0 Blo o B AMIRIED REEER T H
ZIVEE co 5 Bt a5 (9],

<SMA DIEEEICOVT>

INDOIEFRIGH 2R T 2 1CH 72 ) B oOME 2 fiidic TIOR3, 72, BIEDIR
JEIEIZ X, onasemnogene abeparvovec (O), nusinerusen (N) risdiplam (R) 2% v, ¥
FEHNAROBEICH 5 DI1E 0O E NDATH S, Ol D Tid, BILNZREIEH S ME S
T\ 3 7 DA E DR ICHIEZ T CEi# L T 2

[onasemnogene abeparvovec (O) : VL7 v 2~<® (/"7 4 Zt)]
EXY T4 L WA NRAR Y R —BE TR
TERBR © SMNI B THiF
WG © 2 ARG D SMN1 BT O 7 L ATED R IZER PR S o, HGHHAE 2.6 kg
PLETHt AAV9 (Adeno-Asoociated Virus-9) §ifkp3 et o BEF &5 0[E, (FRAEDS TAE &
NBFERD &L+ FEAERTIR DS I HE
TG 77 - mEEIRAN 1 B 5
RITEF : EE b o & LT, FE WEk, FFBRERE . MUIMBGRAME, i SUEIFA 2 el
R/ NEE 2 CERREFRHOWmE 2R H 5 (%),
5 IR ¢ 2 ~4 3EH
Zofth : 5 HTH~12H13 7L F =Y v v PSLimg/kg/day, 2 22H H» 5K, %0k



2023/6/16 &1 1.10

2B LY D 2 » H PSL WARDS LB,

[nusinerusen (N) : Ay SHFR (N4 AV vih)]

XY T4 KEESE

TERRET © SMN2BIET AT 74 v v 7{EkH

BIG  GBETREICX Y. SMNTEETFORKIIEREZG L, SMN2EZT O3 v —#
21 LETH 2L PERINEE FRIEXTRINIEGD &, 7272 L SMN2ER
FOaE—H2 4 ML EDOBEFICOWTIHBEL 72\, ¢ 2022 4 3 AICHEIGILK & 70 ) FEIE
HEIR DS AIHE & 72 o 72),

e b )7k BERENIE G MR G  FLIRA (BRIERT) 4 2 A4, FLURAILSYL 1 6 » A
RIVEF « F68A. SEAR. MEMEZERNICHE S b OFBM R b O, Ml /KIHE

e G- HE R HAR © B0H ~1 R A

[risdiplam (R) : =7 27 4 ® (h4HEI0)]

EXY T4 RS TH

TERIBEFF © SMN2EIZTF AT 7 4+ v 7EH

EIG B 2 0 A LA OBIE THAIC XY SMNTEE TORKIZZER%ZH L, SMN2 #
GFOoav—BB 1L ETH B LRI NE-BE FRIERBEDA)

b5k Ok 1H 1M

AIPER : WALERIEIR (BERL. TR, FB%

&5 e IR« B0 ~ 1R

(k 2 A F LT VT RANVERT OEKRLEIEHCH 2 2HEFAS L e ERU N E
JEICDWT)
JHRERERR I IE, BEIES ML O VEIEH & L Tl&G I TH b, 2022 4 8 Hicigst
TRMEHARIC K S 2 BIOFLTHIDERD b NIGETTD / ST 4 Atk & Y BEE AL EMES
WP 2L 2 —ABAAINT 02, ZNENER 45 H L ER 28 »HORERIT, wIh
LI G#% 1 ~2 BB ICE THEREREOHERELARS Y, —HUGELZD DD 5% 5~6
HZICHEEOR LR 2580, 2ok IC A A2, FENE, 2l &5
% 6~THETHLEL T 5,
AR HRUNIERE (thrombotic microangiopathy: TMA) (%, ff 4 DRG0 3EH F Ak 4 7 5
Kce 2 2IEFFRN RIETH 5, 2021 4 7 HRgmi <, A< 1400 HIL L0555 Y
9oL (NI 1HI) 235 %, L LCld, HIE L 2RUTMERER D & 72 iR
ZE L. BRRERESREELE L TURo MR D IE I N T 5, TIEEEI XV FEL,
HHI (VANARY 2 =) BEENL 22 1 RUBOBNERE O ) X 7 N0 &
BB DL, EH%S o ATHRIEL 7ZFERD H Y BB CIIARHZR 2% (10, 111,



2023/6/16 &1 1.10

FFRSRERE E L TMA 1TV 3D O DT 4 L ART X — 1T T 2 SIS E B RAERT & L <
fEH X T 3, Wi il B R R e E IR & B L FAE & I I 2 ATRE AR IR 0
FHR oY) 7 AR A (GETEERI) 2 £ d 2 & & B EIELZ A2 % 720 OEE R R A
YEEEFEZLND, B, R 6 ERGORIED SMA i~ O 5 % FEi L 72 SPRINT
BRIRWTZE Tt TMA @ &7 & 3 FHERERE E 2 /MR S o BER R EIER IR b e
AR, LRHREHOMEERICI D YA NARZ Z— 1T T 2 GEIGERE LI »
TRl S T 5 [12],

<SMA-NBS % $£ffi 3 % 72 0 O ZBEHIHEE >

SMA (34 i34 R R I FE 3 2 EIERIC B W O FHIBEEA O KR AL EE £ 5,
Z D 7-®ICiE,. SMA-NBS G123 NBS i 2> & HEMRR LA 3 % B ERE
B~ I i X N 2 AT 2 E 2 2 L BAUETH 5 L, HMEEFES X SMA 122w T
Zd b AA BIETHREAEER~OWNISFICO W T+ llfF %R H  Bdicxhc X
LRI ARI 2 M L T2 T E R 5w, SMA-NBS TR D22 o 72 SMA IR 02
TlE, ERME D R OKRHRICHO 2372 SMA TH % 2 & 25T 5 1RELO FIc & 2 i 51
MO I+ R IEHRIRE Z T WIBRIC O W T oML FEIEAS2 2 L S EEFIHE LTE
INd, ZoOMCHT L LT SMA-NBS ot % Hifig L 72 WS EGEIEAH 2 5T 2
ZEpHENIE, SMAWREFRIKICH LTI Y REL -BIRBEMATREE £ 2 2,

<SMN2 BIZFav—#REBEEEOHBBREZMAL ZHER~AX IV —=v 7%
BLTEH Iz SMARDIBET AT Y X L>

SMA 1 SMNZBIEF D a v — A% FNTEREE L 725 & v 5 HERER? &, SMN2
BETav—fcXVidlz s 2 BETHWRECTH 58], chzxJ T, 2018 4
Glascock & (FEESHEME CureSMA 23#H##% L 72 SMA NBS Multidisciplinary Working
Group) IC X » T SMA #4ER % 7 ) — =¥ 7 (newborn screening: NBS) T & 2% - 72 SMA
WOMBET ALY X LH8E S [14], 2020 4EICiRF 27— 7 ORGSR E T TE Y
[15]. ZOMERTRIGHET LTV XLFFELCINLESFICLTERLTWS (K1),
72 5. SMA-NBS M, ¥ZBRMAEHEMK2> > DNA %t L SMN1 EBE 10 s AR
KERA7)—=v 7 T3 CEME N SMABEHED 5% % HHT 2% L2 TE 5,SMA-
NBS BETIZEY D 5% % 50 3 7L aAREe Fl7 L B RoEE~T o EAt
DER%Z DD SMABH IR TERW LI > THEIREZLTH D,



2023/6/16 &1 1.10

O (M1 7 AT Y XLSI) ¢

ONBS TH A X N7z SMA D SMNZE{ET a v —$ & FBIER T T\ 7= B IR ET #F

OFIERTHEOHESE : 1 2 v —OFJERT. 2,3 2 ¥ — DFIERT

QFRHIEEOME : 23 av—L =4 av—DRER
7272 L. SMNZ st a v —# e EEEEREILT LIMHBT 2bITTlEiy, @QoF
HREEE A S B 7z > TERIBEOEIEE %% 2, FRrCHEEFIC O a v LT
—vavbEROENEEEEEZ S,

B BEIC OV TEMRET

(D1 =2 v — DFFERAERF O FHRREIC O W T

(2)=4 a v — DFEHI O FFERTHZEIC D W T

<SMN2EILT 2 ¥ —HH| O FRFER - FAERPEIGRNADREE>

BEIECTH S O, N, ROFERIZ, 2N ZNOFEZIEL ., EFl O HIRED &0 TRE
MNCEIG 2 RET L. RIS T2 a3l EZ T o7z ECHEL I hr o % IE 3 2 Fp
WAL 2%, (TRROBCIIRBTHEZIRRL T 225, ZFICL Lofi 4 DIEFlIc &b
T ERAPLETD 5,) SMN2EIET 2 & —HUCIE U BHRIcoOwTida e —
BONICHET R EREDH Y TRISR T, s, [BIEDEFR] IO W TIEALEEH N O <NBS
Tt E 2 Wi D IR TT EHRET D 72 80 D FIERTTH 5 Z & DFFAfiIC DT> DIHTEHE L T
%o

(SMNZEEF 1 a2 —0E] PRIWRME 0B E -z Tally

SMN2BIEFH 1 av—DBaik, 0MEAZTall (1o 7% 4 7 cHIERRIICH
FES 2 LW ESER]) &2 2 ATHINS, b L, BEICRIERTCTHNITARER IR D i
DGRBS I N Z, LA L, COEETHOEIIREFECTH L A TREIN, IE
AHHICTEIE U IAERRIC (2 B2 0K T) O 2k B3 2 fEFIARIZ L A L L E X
bId, %9 \o 2l NBS DR % 572 F RN IC SMA % 88 vl {n FRE D
EDEE LWL, JRARHO MR E E X NBS 20 L CEWICE ZIER S 7T 5 &
FREN3,

SMAO LIRS E O R EFEM & L CIRE I N TH Y | BE O FEIRICT & #5971, Mk
B ETREREREE . 4 FEIEBAEINE. Z D132 SMA & L TIE— R TR WADHE (L&
B EEREER) b0, [EVIFFOREN RIGEN A% ET 2 alfetEs G < . B 7«
BENAD R T EEMTRIT 1 » ARGEEZ b5 (16, 17], SMAO BIZ# 30 J7Hi%E
i 1 NEFFEFICHTH Y BIRFE CTIIREERE XR o2 0BT EHIEE o Tk,
Z D7z OARFRUC DT | BT HEE I3 0 A MEECE (B coffiia v 4L
T—vavOEHF) CEREL IRKEEOFHLAVALELEZLND,

. BWENAERET b Cidhl, REFENO 0 B¢ FEIEHFICL ) PROYGE




2023/6/16 &1 1.10

55N T BHAEHI D W5 X T 3, Matesanz & ld SMNZ2EETF2 1 2 ¥ —D SMAO
B O REREER 2 5 L < 2 [18], FEFNIREFE L HBHL T v 2l 5 E Fh, FEEH
OIS % 2 L AN LWE R 2 &0 7= WIRE 2 2 L 7=, 4% 2 HIGEE PR % Fhi
L SMAO Mozl b L R#EE & &b ITRETH oM 2T, £3 1 » HOWBEZ{TW
ZoHOFEIFZOMEE R CorolatT 25 e L A% 14 H2 5 N TR L Tw»
%, *DH4% 4 71 H T OA ZBNES LT3, CHOP INTEND |1iA&ERIERT 14 A2
b4d i (Il » H) i bR L. JEVIR. ANLIFRAE T8 0 B0 KE R E 2 2o
2B TH P, Wb oRKEEZZED TV D,

EN OFEFIHRE T H . SMN2EET2 2 2 ¥ —a SMAO BIOREFIc BT, £ 10 0 X
b N CipgEzflia L, 412 4 » A CHHBEILIE © 72 I VE VIR & 2 O %O TEE N LI
EHLDE A LIE L 7o 7255, BIE 2% 8 » H T 15 0FE O BRI {RF & 1 BERERLRE 72 & IR0
Wb OB D FIRE L 72 b . CHOP INTEND 2/AMEBHIARTD 3 16 54 i E TlEL T
w3 [19],

OB R

RO N7 L A 72028 SMAO B LT N OFRMEIZED b, BT Tl
DOHNTWS, O 2 HERE O #EFEHMZ L, WREEL 2 L 2 REXRLE R R
~DEGFREE~DBEL L DHEIEE LOb iz, BUKCI, ATRERIR ) o BB
LENDRIEHRD SMAO B % 7213 T a MOWIHLERIE L L CTld N OFiEN &S 2 E IR~
ELEZDL,NIIHGRED D 3% Thiid, BHUPNICEF R K> L £ 2 bh 5,
7o, AT O & NOHIRED N TVWAEWI L H Y, OBETHEAILEITT 2
N #Hib T 2 0821 H 5,

<HR>RA27 Y —=v 7RERKE, FMERKE L U CGMHEgRIC T CIiERSEH 5, £
T ZFRE L ABEL T 354 OIS,

Bal COGHEIEREICER O TR A 3 B AL, B ICEHMEREE A X2 L 2R 2R T 5
X RT, FIERMBE T ABMEZZE L T\ 354, Bl SMA OB FRE 2 EL Tw»
L0EIDEMERL. REMBTHIIMEEEARE TS (BML, LSIAT 4 v RE 72
1. WRAEME A RE R TSREBE D W) . BT O IBIRTTERRE & 2 o FEht I X H IR A
k& HEME DAL L 72 B 720 A HEZR IR O R O EERE ~ D sl A IR T 5, B EREE
DERIE SMATH - 5EEE L, B rRERE2 5 2WiEE £ coifidic Bk
W72 2T 2 3 C %, WifTL TN & O O FHBEE AR K 5 X 5 BEKAH I L HEf 3
%, GREPARLE R LERMIC N 23F 22T WA, EHREPRZN T BEHAEICIZTO D
HERL DB D152 72000 AAV-I FUEMREDOE D £ 4 I v /b BERHHIHEETH 5, &
LA BERICERFICH AAVI A D L TEL T ERRWES Y ) AL OMET
fthBEtR e 23 R 72 35401 35 W CREPTRERR 13 P RE 2R IR ) D IFHRIR ML 2 T W2 % R T 5,



2023/6/16 &1 1.10

(SMN2EET23 2, 3av—oa] PRI NZHA : T8 F 23 I8 ()
SMNZ2BInTDav—BHr2avr—57-133av—fEFlo% { A SMA T Rl TA (—&
MA) a3z PREINE, 18D 90%ICEH T 5 HRFEIZFEMI) 2/ A28 e F it
rPkiE 2 AR, BN A XL R T CHhEERELZE YV TH L, THRITEMTE
DSHHRI R CHIBED fR7- N 2 25, JEBIFEEE 13 EAL £ T T < DIER] CHEBIFKAE % 25 LE
&)V CEHEDHEL RIGAELD LI LB oTwE, I BB TA[REL 7 528, B
FHIRNCITARBE & R BEHI D FET 2. 2R b DB THID SMA & #5RE L2 NiC
X B RIERTEEZ AT - 720 RIT72 (NURTURE BEERRTZS) 1ICB T, KEEH 72 A TR
HZET 241135803, WRED 88 HNBITHHEMS LT, O IC X 2 FIERTAEZ 1T -
7-BEERFZE (SPRINT EEHERFZE) T SMNZEET2 2 2 ©— ORREICE W TRHlTK
P 72 N TRPIE B 2 S 37, 64% S H AT ML, 3 a v — O RF TIX 94%HH
VAT RER L 72 & v IERICRIF ARSI S CEB Y | FAERT - RUTNAEEHEE T AR
L 72 5T 3[12, 20, 217,
<fili )& > SMNZ LT =2 ¥ — 5 & B EAE L D AHBAB R 2> & O S ifE
1. a2 v —3ucBb o FRIER CEIER A & WIEFNIC D Wv» T
SMAO Bl dFtic SMNZ #Eint 2 2 v —a SMAO BUYER| 2 2R L7225, #0kCit
SMNZELTav—$5 av—o T BEFSIEINTE Y [22] Z5wvoi SMN2E
Gy o v — & EEEEE OHBIRR D b OMBUER 2 — ERFET 5, £/, /D
SMA-NBS oii&Ex /23 &, 2 2 v —fEfl o) (kDK 20%) 13227 ) —= v 751k
BHIDOZZ () OBRBECTTIKREIELTEH Y, 2 5o EFNZTEER IR b B G5
BANZWRGIS 5 C & IC7 208, FKIEGTEMRIT) 722 BN A% L S Nind o AER b i &
h<Tw3(2,23,24],

FhEt% D SMA 1 BUER] 0 G #HRE IC D W T E% 6 2 H ISR L 72285 SMA
FEG] 121 1% 55 & L 72 REER (ENDEAR RGN 535317 5 [25], FRERFHAD
BIEIC X DR (61%) DIERIT QOL i 1 & Ay T4 Do 28 ifF © & BIHHRIE & it
BT 2RI E B HERTH DA, T, KD D 39%DREFITHE F 72 13 N LIEAEFE O
BRI TH o - b MBI N T VB, ZOWETIZ. H 1 FE0EMNRRERETH Y
FIER W I M- ERE SMA BE DT N CICREBI RIGELZITS) CEHBELVDORE S
&0 RIS 2 & 2 1R E R Twia vy, NBS TREMBIICZET L TG, 20
WrREH X ENDEAR BRJRERBR & ILE L R E 0 | (R 1% D ENDEAR ERPRGER & ol L ok
TAHEEEDH B, £z, O O START FERIFZERE R TId. MR & 72> 72 FER D SMA 1
212 Bl o 2 CREER AR MERE R A T L o 72 LIRE ST 5 [26],

23 2 AL, AEFIOBEREEICIS U CHi CMBla vy T —v a v DGR
Homat2iTv, TORFKEEDFELAVETI LELD 3,



2023/6/16 &1 1.10

2. 2o FRINZHE LY BIEE SRR GEEFICOWT

SMN2EET 1 av—Thiid, 0-lalp PRI HRUTH 52, THELNHEEZES 2
FEGISE SMNZ2 BT 2 v —80 0 PRI M X Y BEREF 2 HE S vTnw 3 (8],
Casco I HIFZ Vo ZfERIOXNIGIEE AR L T h, $IFFEZ L% X MLPA ikic X 3
SMNZEInT a v =8O cd b, (fhomEF LR OMESL-CHERKEco) H
MEEZME T RETHL L LT D, £, TR TR T, SMN2B{EF ICERE
{LicBa b % —HEHRAE R % b e o5 [27, 28] (e.g., ¢.859G>C and ¢.835-44A>G) 2 H %
7-® . single nucleotide variants(SNVs) % ¢ VBN Z T3 2 2 &, ThdiEI X H %k
5. next-generation sequencing (NGS) T X 2 JEEEHIZ R OMER D MEHEMICER 5 &
LW 3 [29], ARIB DBl 2> 5 JlfE% T D MLPA IRIC & 5 SMNZEET 2 ¥ — BT
DR IIHEATRE & & 2 5 25, Z ALLARE (I FEREEE & o HE L7225 5

(SMNZEfET 2324 2 v —05f] PRI KA L 72 3V
SMNZ2 Binfav—8»4 L EofEflz, MAEZZIVRERFHEINE, wIhdEMT
HBORWEYERICHEEI NS, 2018 £ D Glascock HbDFHEWR R 7V —= v 7 %@ L T2
ANz SMA RDOBET LT Y) X AT 4 av—DlEogaik, 3 CIRBEFEME T, i
DR (BXAEMERE, BRI S) 2 HvwitiEz B2 hoELR® 72856 10E
BEBBT 2 eI L Cwz[14], L2 L. 2020 FicE I NAF I —T 05D
T Y XLSETIRTIE, 4 28— ETh Bk s ComBEizifsEs 2 LG Tk
[15], B & L <, EHEMIEo BRI AN ch v, 2 £7213 3 2 ¥ — DHEFIHME
RFEBAFT (RRAIIIB AT OIBEHERE CH 2 012, 4 2 v =L EofEFI7ZZ IER E % (i
FRAREELL) LW RECIMELIH L &, 2 LT, BHiTo#ER AL (Multiplex
Ligation-dependent Probe Amplification :  MLPA %) Tid SMNZ2&EFD a v —HH%
WES @ av—DIE) CE#ERa v —BMEREECTH 2 Z L, E—4 2 &=L EORE]
IS B RIERTAEDHEIGAH B O lconwTld, FZENL LT ALARZ X —L LT
fERHE N2 77 /7 Bty 4 v RT3 2 Hilk 2 S LinRoRa 2 L5 etEsrd 5 2 &
D3 [WBET LN TV D,

5%, Glascock b DfEIET 2 4 a v —LL FEFIORIET VY X LWETIRE REES 5 72
DD EREPLETH 5, 4 a ¥ —FEFNCIREST 2 &, M2 2325 4 av—JifloH
RIEEIZ, ZDI3 & A ED 10 kM (FYE 6.7 5%) THRAEL. % D508 20 w2 & 30 ik
ABTHSAR L 2 5[30], £7z, fEREFRD 4 2 v —EFlO 1% A TRHEZET 3[8], 5
12, 2022 FED F 4 v O Tl SMA-NBS THA S REE T T3 4 a v —JEFD
15 il 8 PIDSFEAERTIAIRE 2 T W RBIRRIIELMFEL T2, ZL T, ZDftho 7 Hilld i
RFEREEIE L 0. 20 THIR 5 F123 1.5 505 4 DM CHRIAE LR ZIB L Tw 5,
B I3, 2 D 5 o CIniRbAG TR b AER DI % 38 T 2IEFI A3 S 1L
Tw3[31], 2ho DRI 4 a2 v —DREFNITH S 2 FBAERTGROEMZ RS2 2 L D



2023/6/16 &1 1.10

ZUWETRL TS, —H, 4 2 =D EOSEFIC BV TiE, BAMIFIE DIV &
LA OEB)FELY B LIGROLED R WEFI D EENTL 5([32], £7. O IcidmTldd
20345 5% 0BEARZEER (AR TMA) 2B L 3 A[REER H W ZET & HTH
%[33], B Cld, O @ 4 a v —L EOEFI~DFRIERNABROBICZH T 2 DITHA L
KEDAT, EUSRAH—Z 7V 7ETIE 4 2 - EOSEFNTEIGH & 72 > Tk b #niE
R ICH— I Tz wiewn(34], BURTIE 4 2 v =D EOEFNIC 31T 2 FIERTAE
DHEEERTIET v AR IEBEL TRy, LarLl, 4 av—EFlics T,
YRR ZOEREERTIET VARROLNTE T 5, 5% D BERTIREO R
B NBS ICEO K BIBEOE NN REL A0 Z ORI 2T 22007 — 2 ZHE/E L
IETVRARBEAERN T BELD B,

HARICEWTD 4 3 —LL EOREFNCH 3 2 FIERTARE O LI 5 E S L2 BRI W,

WOFEIES 2 A B e WARPL TR A 2kl & L5 B KIEO R, (OB EHIC
DWTHEBTILERD B, 7277, ERECREBE T2 7AMED 52 2 &b &0 EHiR
HEIT O, ZOEBICOVTREFEL DT HAGLEVDO L TIREINEIRETH D, Tz,
St%D SMA-NBS BEE ORI 7 v v —7 v 75— icko% | 4 av—DLEofEFhcs
THHBEHEH PR E N ZEAET LV,

< B EW OFRIERT. FRIER O 1RHEE OB >

RIEATAEE 2T O Baicid, 2022 45 4 AR T O & N O@ERIERH 5, KA OFFH# &
WSS B LIREH 28R 2 LE 235 5, N Iid SMN2EG T 4 2 v —D EojE
Bt 2GR R 72 0, ODSMN2EBIEF <4 a2 ¥ — L QSMN2 B =4 2 ¥ —TFER
23ZEb 5T %, ODEEIE, O & N 2ERE L 20, BIRHEEONRTH % /- OHfEE
2R3 Cic (1) O oA#&E53 354, (2) N oLfkkiks 3 2546, 3) N 2kfTiks
LZD#H O %2%E5T 254 (%) DEZLND, 72721, GrERBIICFEKRREIER2D 7
WHREME 2SS S Tk 228 EAAEWEAHRE 05 % O 0k b % SFKEED-(1)~(3)
COWTHIRTERWEA BT INE, ZOEAIZ O K5OI oHEmEMEL 2D, A
BERRDENDEL R X S 1c, T FIEN CORBHRZIRET AL REEINEES 9,
@oEHZ, O DHNERE L 7 0. (1) HEEZWIRT CITERETTY . (2) EZWR S
CITIATO R WM EE RGBSR & 076 LAV o %2R - T 2 BRI CiHE % £
T 5, HERE LTH D,

POBEBIE 21T o 72 L CRIER IR 21T 5 Bericid, (3) FREMFM 2341 2 2 H K%z b O
EN, (4) A% 2prHAUE2EEHm AT, 3 (N, R & O) O b iR % FEIN,
(5) FED 2 MUBETHNIEN & RO o k2 &R 5,

WENRDAY v b, TAY Y FBFET B ORI EEBE AR R R L 2 EoRk e+
Srah LA WIRIRTH 2 RD 5,

(k) N & O DEERIFFICONWTD BRI T Y AR RWED, CREOER Y &EDT
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SratBH, WRET L 7 B GENE %2 2 C 5, AFR oA A2 RS 5 720 (ZetkoBlns )
N & ODREIEA R LD 2EMEATZ L2 HRTIZFAAN— A =F V2B D
[34]. N #5205 1 ~3 7 ARERF T3 7 —22 ) =X & % 5(35], N 0T 5%
CHH S A EER (/MR SE) %380 3, 554 i 72 3IREE < H 4uid 2 /AN ©
b O DG IIR[RETH V|, GRS 2 BB LN O FEFIERE b & % [36].

7272L SMN2 {5 F% 3 av—H3 2 E# (3 av—EF) ORERIIF IR <X
BOEED % L. KFF X ERDOEREICIH VT SMA-NBS THE X SMA O ZHiicE -
72, FIERTT O DG BRE LTS 3 av—EBEICH LT, 205 2Fo/MicEmc
BIRHITHI X at v DiEE (bW 3 bridging therapy) I DWW TidF#IMECL 2
BT 2EMBARRL TV, HRd T T v ADEMAMERIRINC B Y 2%+ 40k
L7 ECREZRET 2L D 5, HlzIE, @E XY D O OUEfRICKRE A 222> 2 RIL2S B
DB HECBNTERX AN VIRELOHIGT 5 2 LOfMEIZ RV, dbAA. O BIEET
DRI I, %l 3 2 BREBRES CRIELZ TS T 2T 2700 b 254113, BEEG
LEZOND ORI OBIERGE S SETH S, SMN2 #ElT%2 1 av—Fid2av—Ff
T2 B ORI R EEE ET 258 KBTI, Bko X 5 I ER> S AEERIR Y 7
HOWBBENADBEE L WEEZ LN O, FIERT L FIWT L 72fEHITH > TH bridging
therapy DEITHEINZ LEZ 5,

<NBS HEEZ Wil o BIEEE O /7 $HRET D 72 ® ORIERTTH 5 & & O FHfiic 2T >

[(RIEDER
BIEFRECEZHATHEEL TH Y, TRRICRTHERZE LORE, REDEFEE—>THRR
DIITFHRIEL T 5,

- HRRE
PREERI T L2 TGRS 2. FrIC R B DM BRI T . TN DT ALAERL D KT, 38
BRI ST R . & e O BRHESCIEINGE D B2 e W s 2 R T 5, [MR2IC T HFLA DK
T CRRBEIC X 2 WD IENNE 22\ D, FER DAL K Te o T\, PR OB
DIGEN AR T 2372 2>, WPRARK O 221U, B E OFi E O RN 2 LT 2 2 L b SE
Ro—o2L LTEETH S,

A (%)
HAEH AR - A8 (compound motor action potential : CMAP) D i1 @l E %
R o QEHRRE E 72 B & TR O (e 72 IR 2w
FHE S %, KRR T ZIXEPHRED CMAP 22 <1.5mV THILULRIEL 35, Vil 5k F
AV D 2 4FE D SMA-NBS O#fElE2> & NBS T2l X #1172 SMA B IE 0w IR o -5 1kt
D CMAPEDRIEZ NS 2 7 v b4 Z{HIZOWT, O DFRIEFTEE % 57l L 7~ NUTURE
e L7227y bA 7l 1.0OmV KT X 2720, 1.5mV B X VEEEDCHZH v A
TETH B Lk~ T2 [37], HED/NLOIER CMAP A2 RTFXbSHEICL, BLZ

10
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Bt 1 pAhECOMEL 72 2720, KiFH b A L 723 IEP T CMAP<1.5mV %
FIEL LTHRYTH B &H 27-(38], LI HEE 3 SE 1L T KO CRATTRE & & 2
% 03 I E R D CMAP I DWW T DT BT v R g7 < — MR IR E i o CMAP
BRI D CMAP X W EfETH 2 2 &H 0 Zn8<1.5mV KiwTHIITTIE & %
ATHIERRWEEZ 5(38,39], 7, EhErTRETH AL, FiHEM % AL 75 CFhE L
HAME S Ot Ao 2 il 3 5.

B FERERTAM -

The Children’s Hospital of Philadelphia Infant Test of Neuromuscular Disorders (CHOP
INTEND) % fiv>C, £ 1 2 ARl o Jic ¢ CHOPINTEND >35 CT& % 4> & il 3
%, <35 THIIFHIEL 5371,

(%) 7272 U, BAVEFRA., SEBIRAE I L ERILIC X o THEEREETH 2 55617 E 2
bN57-%, SMA-NBS # %3 212472 > TOMADKE & 1Z L TWhiny,

<IBRBIEF I L CIIERD SMN2 BI5F24 av—EFID 7+ v —T v 7HKICOWT
>

SMA 12 5 JRBLIC M ME I NEEIR 2 <2 + T LA, BREEIG U CHER 7+ 0 —T v
T3ED > TL 5, —MANCEIEHNC R 213 CEEFISIELSBE D 2 X W B4R 7 + 0
—7 v TR TH 5[40, 41], SMA-NBS %3 L TZWr & 7z EF I RETREIC X v £
FAEL e\, % K OREFICHRAE L CTHEETH» O PRI NS AR X Y BAEL 72 0 iE
Wl I kk 2 ZE B R OB 2R3 & F 2 b5 [42],

L2 L, B I RN R G RO ER D 720 BIZEIR D 420D L L7z 23 NBS
%l L Caa W S WGBS W REGNC N L Cld, KIEOHfE % 1572 1 cipigi & i 5 B EEE
BRI L & 7o TRUIMGN 2 7+ 0 —T v 72 KT 2 48085 5, 72, NBS Bk
Hlovc SMN2EETH 4 2 ¢ =Dl Ed 25EHIT, SR cROBEIR & & 25ER D H 9 15
5, ZDHEE. FBEEXRINICL b B RBEICB T 272007+ 0 -7 v 703 0EIC
b, THVolZ 3 —T v TOHFEICOWTHHELRTHIZTEET o T WHIRTH
25, CMAP DIRIECHHEX ORI AN RIEE "B T 24 A~—h—D 121D
EEZbN, BREMENRELZED 7 0 =T v TR ORI KD b 5 [37, 431,
¥z, 74 =T v S iIiFzoftuc, NEORKESK (BE. (KE, REEE O BIRNF
ER R MIGES) OG- BN R 7 ru—T7 v 7Y EETH 5, liFEEEF A
FooNnd Lo, SMARSELRFREEXZ T 270, WABLRTHBECO W TERICIOL
TR & AP/ OND L5 TN B Y v ) v B ETE AR
METH D, UTIKERZE LD 7+ m—T v 7OEKNRI7EEZ LT IR,

[O #&5-#%5EH]

O BBEBIEFIC O W TIE, MR ESE %2 &0 = 8EEHHD O DR5H%DO7+0 -7 v 7

11
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AT —Va—ABbbEEZLN, THbLEERLTC 7+ —T v 7% FE L., Tit &M

Hbe TR 7+u—T v 7%179,

(s i 2R ]

B EROBEI SR O FRE D TEFRIC D W T ERRER 0 BB, B A IRE O ZE o

B, EBEREHME IS E O T o wWTF e 1 D Th HIUTRIEL F 2 5, REFERMAEG X

QEELR 7+ 0 =T v TR EE L7259,

(74w —7 v 7DORkE]

BIROFMICED O, FricH - SO IIEEICERK2>S 3 PABEHLTE LTHEE

DIRFEICADE CTEMMICEMT 5, WREEMEGITLEL CONIFRLAICTZ7+rm—T v

TORRERT T Z e ARREL E X 5, IGERREHE O & L. 4 o BE OFMN

(SMN2 a2 v—#eHmEDAHE) 2Rk BAMH#EL 7+ -7 v 7R (320AfH%

HLL LT) ZHROTWLDERH B2 9,

(G ERERENED

O [ : WL AR T LERMEIC X 2 WO L 72, FoE O 2L LW 2355 { 72 o C
Wi, VU OB & OIREIEK T 2370 e, MEREREC D 2L, BB R E O 55 DIk
MEEGRT 2, BTERHICIIBR, &BE LT &, BEBRERKE, ¥ v v 7R iER
%,

@ BRZE MR R 2R T 2, FIc B o fBRIE T, FIEAL O WAL EAL
DFFMET . FEEHMERK AL, & FiE o MMERMEIGED B 2 Wi 2 R T 5, 7
i« AT AIRE 72 Tl Gowers kD F . X, HATHRED T DIME £ 72 12 IE % Tl
T b,

@ BEXEHNHE : CMAP OIRIFOHIE % ER oM (EPRE 21 REE) & F
I D 1t (B F 72 2 EB RS % Vo TR IC 3T 3 2, 45 H i © o ILHEfE (IX]
1) o-1SD i (Bl x X, A% 1 22 H7% 6 RE F 2 Ed it CMAP<1.5mV) % T
6] 2 455 [37, 38]. F7-1d. #Filh& CMAP A4ERTEHE TERD 80% LA FIC 7t - 7235
AEFIEL 3 2 [44], FERTRETH L, FiEX % B 5% CEM L HRBESF Ol
R RO F M EMEZE T 5,

@ TEEEEESTAN : £ O 2 FRIERE F 72 3RO AR FEEN. £ <1k, CHOP INTEND % Fiv»
%, 4% 1 »HREORI2E T CHOP INTEND>35 CH % » % iR+ 5, <35 T
HIIFRIEL T 5, >35 THIVUTREREICTHM L. /im0 52> & T - 23 72w
2R X 2 BN FGE D & OEBEA e WA FER T 2 [37]. (3 7 AEE DS, TEEIEEEEK
TEEEEE S LA EFHERIIEZ 1 » AUNICEE T 2 E b FETRETH 5,)

2 LA 72 1T AR R E 13, Hammersmith Functional Motor Scale Extended
(HFMSE) % {#H U@ BIERERTAl 2 Mk 3 2 .

12
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FRED SMN2Z40 E—DOSMAEFI D 7 + 0 —T7 v 7I8%E
wE., FHEAE BEEATRITTNEME | BEICEi
BREERE B R EZAL DEHD
CMAP Flp EBETRUT SFH
BEERE BESFZED | TAILR k=D 5D%®M,
EENERERTHE R FNRER | BREORB/IEK, "’TE%%E LER
ETEROIE
CHOP INTEND | EEHFEH © Dkt m@%ﬂ? -
i o> DS A ARET "
HINE2 e 918
HFMSE L 25 AR
6 D EHIT [t 5% LABE

CMAP =compound motor action potential

CHOP INTEND = Children s Hospital of PhiladelphiaInfant Test of Neuromuscular Disorders

HINE2 =Hammersmith Infant Neurological Exa
HFMSE=Hammersmith Functional Motor Scal

Glascock J, et al. ] Neuromuscul Dis. 2018:145-158. X b $k#H1ER

mination Section 2
e-Expanded

RtE (mV)
19 (SD) ,2SDLLF | 5th percentile | N
HEEEE iR
0to<lmo 2.1(1.1),0.0 0.7
1to 6 mo 2.8(1.7),0.0 1.0
6to12mo 3.4(1.2),1.0 1.4 24
12 to 24 mo 3.7(1.5).0.7 0.9 65
BB EE R
0to<lmo 5.3(1.6),2.1 3.2 4
1to 6 mo 9.5(0.9),7.7 8.3 4
6to 12 mo 10.0(2.8),4.4 6.2 8
12 to 24 mo 11.1(3.0)5.0 4.7 22
BEB)
0to <1 mo (1.6),0.6 0.8 7
1to 6 mo 4.5(1.9),0.7 1.7 13
6 to 12 mo (1.5),2.4 2.1 29
12 to 24 mo 8(1.8)2. 3.5 41
IERES) R
0to <1 mo .2(1.6),0.0 0.2 5
1to 6 mo .3(0.8),1.7 2.3 4
6to 12 mo 9(2 5)09 3.2 12
12 to 24 mo 5.7(1.9) 2.4 18
#F A< E1F 5 CMAP O IEH

Ryan C, et al. Muscle Nerve 2019:155-160 X b 5[ HFIER

|

13
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<fifi )& >

O [EHNH LIt o SMA-NBS OEDE & o]

WF[45], BE2], =2—3—2[3]. F4Y([23], A=+ 7V 7[46], ~A¥—[47]T
» SMA-NBS ORI % RITR T,

* SMA-NBS TR 2% o 72 EF 0% GLEAH 2 b DD A)

A

SMNZ2 85+ 2 av—oD 2 FlIEMRE 72BN A% L, 3 2 ©— 0N FIZMiflos s i
EREINT, 10HITR v 2 v 5 %RIR[15~39 H (P 24 H) 1, #I2lk3 Tlc
JERB V2 a—D 55D 46T, 441 d CMAP<ImV 72 57z, 4 il 2 I3
B5EH Y (CHOP INTED i3 #h %24 35 & 33), 1 I3 EE 05 O ffi /11K < CHOP
INTENDO #i. b 5 —FlIFEIFER IR\ TE Y 3B CHOP INTENDA47 A5
21 UK T, SMN2:4 a2 —D 8t 1 I RkZZ &2, 1018 » HCTIA L L CTH
fE. KIEMERICKRM T 14 HE CIRREBEXEEME D IEHZ o7z, 1HlT5EolIT o
ERROD 572,

=2+ FVT

0@ 46 2av—o3fle 3 av—o 1§l BYPRRICBICIERD Y, 4 FlL HIEME
DM IMET & HEEET 5 v, 2 ¢ CMAP {&{#. 4 il & 3 EMG E&%H v, 1 #i¢ EMG
HWHH 2 b CMAP IZIEH TH - 7248 5 HRICHHEL DM ME T 28 HB L 72,

9l 8HITRX v ANt v 1HIZERER LIERD W ZX A v 2T THELTW2,
Dayl6 THEIRH v Db EE 2 1 4112, CHOPINTEND #J2H; 36 T 1 » H#IC 27 1K
To XA VIRRICH D LT, JHRERNGELS L RERBELMLE L & 5,

@ [NBS ik 2> 5IHEHRICE 2 £ TORBHIHYENIC 7 v — (2022 F 6 HFRERD)]

@ [NBS BtEEMGEF = 2 ) & ]
(F. MIZR~— L)

14
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<{EHHOBERHICOVWTOT v — M RE>
KigFroRHMEHOT co v T v 2AHARE LA HS RS RHEICOWTOT v 7 —
FREEITo 72, ENO SMA-NBS i B# 3 2 ERi CARE~ DR /110 W TR
N7z 22 4R NRICEM L 72 GREE 100%), 2022 4 10 A 17 HiclalE 2ot v £it%
Fol-DTZ DRI 2, KEAMEH ICO WIS L AERTHNIZO. FAER
THNEO%R, EHH LB VIEA%Z, FETERVIEXE LTV,

H 1. SMN2 BT 4 2 ¥ —LI EDREF O FIEFTREEIC DO\ T
(P7 261TH~P8 231TH)
HE OO:60% O:21% A:14% X : 5%

B 2. NBSBGEEGIOREA Y v 7 FONATHEG L T v A~ DGR O WT
(P8 19~P91517H)
R 0:63% O:32% A:5% X:0%

B 2-0. RIGED NBS BFHEEFIC 35 vC SMN2 EIGE T 2 ¥ — 548 2 2 v — (2 HIERAE
WRTED LN, Iy v AR BRI NG ICRA Y v 70 kfT# 5 (bridging
therapy) # Efi T 2 2 ICOVWTE I E LT TH?

R OO0:63% O:32% A:5% X: 0%

B2 -@. RIAED NBS BHHERIC BT SMN2 5T 2 ¥ — 543 3 2 v — I3HIEHAE
WNRTIED DD, Iy v A<EELZEIRI NG EICAY Y 7 F 075 (bridging
therapy) Z EfE T 2 IO WTEIEZ T T ?

BE OO :500 O:45% A :5% X :0%

B3, KRBIEZ LD LS ICEHRLTWE T4 ? CMAP OEHIHFE, IRIE FRZEMIZ L
DEIICEZTTH?

(P9 28~P10 317H)

R O0:50% O:41% A:9% X : 0%

(7 v 7 — & RICOWT]

FTRTCOIHHET 80% MU LoFER (O+0) THhot, FHHICD W T & o 7- T
X ZFOBERZIEICKML TW3, £72, 2023 42 AKE < [ B ZEMEAE IS0 3 2857
HER~ZRA7 ) ==V ZDFFE | DT Yy r7arv b ZR2EL, Z0RKRICNT) vy 7 a

15
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AV MG U 7T EDBEELRD 272720, KIgHICOWTH ZONEEKMLL 2023 4F 4
HIZEEIEL T\ 3,

(R

TV — NS THATECTT7 2 ICHEHT 5, UM IS A L fliax 2 addis 5. (Olg, 50

=115
FAREY T
IR 2
(T Bk

s~

RFFISTE
JINPREL B
(YN S
TEET
SEEPLE
THEREA

PSR

HH
INPR
s i

ESUEEY Ty

RIAIRE AR N AR

S HUR AW E R e e 2 v & —
REHEERER AR NER

RIFEZZ &bkt i/ R
fRMAEHEMGE N R
FINRF AR DR

FAERF NERE

TR EMBE /N TR

O ASERIRY: NERARR R
RPN PN A ey ] AV S

PR R T ERERFNT R £ v 2 — iR/ hER
EIRASE NER

BRI b /NER

RIRDSLR AR A BER W FeR e N LR

I AR S T SE e R A S i 2 v 2 — 7 ) AW SE B
AtHmER AR NER
RIFARFERF GRS ZR AR NI
FBRR R A B AT e R E B s e O e R
FERKRARGOEIE A v v ) v 7 E

B R ARG Z AR FER N LR
TEERY MR

eV B RS Hmke /R
FRER A BRI e/ Rt
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2023/6/16 X

N L NN CTcD SMA-NBS OfEDFE & o

wA BiE Z1—-3-% Ry F—=Ar5)7 ~)F—
AEsE zascmEmd | zascmEms |VREEOTT sponems | gkonsscmm | ikonesimi
A==V hik RT-PCR RT-PCR RT-PCR RT-PCR RT-PCR RT-PCR
BERR )i )i )B4 155 )B4 )i
e - - - - - 2.5 euros/sample
RELE 2018-1~2019-4 2014-11~2016-9 2016-1~2017-1 2018-1~2019-2 2018-8~2019-7 2018-3~
BEAH 4157 120267 3826 165525 103903 42000
G nd nd 93% nd nd nd
IRREHBRETO A (P R{E) 6~14(10) 4~11(8) 3~11(6) nd 5~18(10) nd
ZRIRE (EEDHRE) ddPCR and MLPA MLPA MLPA ddPCR and MLPA MLPA
PEO B (P RIE) - nd nd nd 13-24(18.5) nd
SBEETO B (PR{E) - nd nd 15-39(24) 16-37(26.5) nd
leE=5 0 15 1 22 10 6
HEZHEY 0 7 1 22 9 6
BEXER - SMN2S33E— TATHSMA SMN2Z33E— SMN2£33E— SMNZ4aE—
SMNZAE — S DB 2 5 0 23E—:3,33E—:2,43 E—1 23E—:10,33E—:4,43 PTE—6. 39E—:3 23E—:2,33E—:2. 4

F—:2

F—:8

aE—:2

RT-PCR: real time polymerase chain reaction, ddPCR; droplet digital PCR , MLPA: Multiple Ligation-dependentProbe Amplification
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2023/6/16 X

NBSFZME#R S

ONBSt > 2 —h o OB HEERE

!

QNBSHZEED#Z FHE DFEE
(AIREPELAICEBELTHH D)

I

QFBMEBANE (12

(ATRefRY L HPICIRER )

Ak

)

@SMADEETHER & A #HH
(ERXPHERELARABRE)

Az

®FIERT D T

AR DIRTE

H

O)=p

N\

uw@%dg\mﬁmmﬁaumlABmmﬁﬁ%L

nm._i b TEICHERTE &R

ﬁiﬁﬁ%%m%ﬂﬁgwmﬂﬁﬁEdSﬁ%ﬁﬁmAﬁMW§vaﬁ%#
- RRRELEOENE B LERNBA EEZWA) » oREOEANRA £R-EDT
BEPBRRE. BEAT Y7 -G EPBICRBET N E X A= WNIEER IS @ﬁrﬂﬁA

NLETICEBFTAZDLD | BLFREFAEE. SMNEGFRE (KERRKEBRERSR) . Hl AAVIHT
FRE (KERRKERERS) | KEERERILHOOEBHAR/ 7Ly b, BEANDEELER
FEDE EHEEEBEBEFLTHCIENEELL,

®

- SBARFICIESMA-NBS O E 1, SMADEEFHH, ELFREICOVT. REEOERZEDERLRH Y
YU VTR TR BBEARER LEET 2,

- DRTEREOHEN R WD BEDSRCHERT 5,

- SMNEBEFIRE. MAAV-OARE, FFgaE. mM/VR, bRKR=> 1%EHT 2,
*ﬂ@§#ﬁ%%&c&wWﬁﬁqﬁﬁﬁmtﬁgs>?m%M%wo

ﬁ-ASH%SH%HHE%s%ﬁmﬁ%rooaﬁd&ﬁﬁ,mz?zgaﬁﬁﬁ%%%Mf#s
BEDIBODETE (AR, BEOLEN, AHHBEOBEKS) ofinz BEANICHRICER %, &t
ﬁWS%E$§Iﬁﬁ%ﬁ®ﬂaw%wmﬁ%%»ﬁﬁqm°mSﬁ%dﬁ%fﬁdiﬂSﬂ%%ﬁ
BARELD, BEEICOVWTDEEDPSMATH > -HEDOREDFE L HAREEMTET Z L HEE
LU

@SMATHNIFARERRY FHOARZRY, HERIKT BEA A AR THA,

®~®

- BPR, E8igaETM (CHOP-INTENDS) | #RESEERE (CMAP) #REMRBETEM L
KFIEDE S h & THES 5,

- SMN2EBEFAE—$ERFED &) h & FSEFOBISISER L B A OBEAHICOWTHRET %,

CHFEL Y TARSVRR S IS AAVITERG I, FOERAE < 2600gE A HIISEISI L B D72
OB & EE+H 5

BHAEINEETEH DD, oL BRERERL LB ICERIRMEZTVAEANZAET 2,

NBSEGIDEREREIRR : FHtL /5Ty PRISLVERY . X2ty REHOBEHERH, /-1 X
RN VEEFESLVITNOD LA T \wﬂ4+¢>\q\ TARINWRRY (T B Z DA
EZondD, PWBRXDEAIVILRDEFNEICRELEAONDIAHERKEE +HICELEWR
TY 5,

NBS: newborn screening, SMA: spinal muscular atrophy, AAV9: adeno -associated virus serotype 9
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v 7 J A b

E\@‘f‘l

NBS & SIS

B5HE

HIEHRT. BEES. email
FEHEE . ZOMEEA

(ONBStEU2—h\SiEHOERE | O RIRISERL. E2DRDIKE A RHIT A
O |[/INVTFARI7Z— A F D48 BORHREVSYIEREMSR TELEFIKEE
(2%
O |RESABRISOVTOMIEESE EREAE MR
O |BREIZDLVTEBA HETHREASHSCE, RAICEBE TORLER
1. RE O |SMNT, SUNZEIEFIRE REEMMER BV, LSAF(IUR, RREFEKX, HEAS) BRICZALRE, REVYITEH (e}
O |HIAAVOHUATE O I E BREEMRS (LSIATAIUR) (@)
O |&RERAAR=I, CRP, FF#aE. M/NMR — IR E TR
0O [MNRiEHRERREBEER NRIEHRERRRERROAFIKE %
) B2
O |2wrER SMN1JE—# O 0
SMN2aE—#( O 1 O 2 O 3 O 4 058k
MAAVORfR O B O B Gk )
O |AEEDRE ABREHli D HALRE THA
2. 58 O [BRALRAE BEHERAE. ABRBRE BB E R
0O [#EEhoreIv T AR EHETHA
O |AEAIE AEERR
0O MRS ERFRE S ELIR HIKE
(HBZ-RENERELER
3. AREER O |RERARE
O |EEIER, EERE~DER REZTICHRT BHLUTERIMIRETS (@)
O |/ TARI7—/ NAF D4t 8 |G EOBRKR (e}
O |%:=E
O |\ M7 =TT 1FvE VbR VIV RIS ER (e}
O |#5EORE
O [FEA~0ERE, ABRAEHRAE O
O |AIENTHEDRER HBNFHIET=a 7 IERL THEL
(5) ABE
5-1. ;AEATA O | ARz, AFARERR., ST CHOP INTEND, HINE, RI&E% S ENEIHR T AREAR LY NET—ar 2y IIZIKEE
O |#RcERERE MCV. CMAPZ%E R B #1#E TRITE O
O |#&h (ZEFIED) 2-8°CTRE (ZEHIE) (@)
O |READHILANF TGO VIV ORI D HHERES ANEAFRIEERERLTHL
O] [PSL 1mg/kePIAR (55 2485 R AiT) JILVT VAR DH
5-2. JAELH O |[ARORETER, L—HER
VLTV RT O [FEHAZEOILEL. R NAF =TT 1FvE 2V THHA
O |fRE~DEH ANEAFRIE (HIU%E)
O |60h T TS
O |4 BTHI#%IZY A
ZREUSH O |BEED %
O |B&k—iRERE
mES-OF 3
O |B&EEME
O BT 1RRIRER
6. FHLIE O |{kEAmesR FEL R TGRS
O R0, 2%, &l /MR, FFHERE. CPK. U FUAth, SAEMLRIE |V LSV RATDGEIT BRI AR
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