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BEE, P REELRFREENRD 2,

7Y 2 PCREIL, BHEMIRZ ST 2 2 L a v —HOERVRER =D, KN
5 K AEFLRAT D FEHIICH 5, MLPA i Tld, SMN2 EETF D 3 & —8H3% \» & 3AfigT
ZECDZEPMEINT0 L -0FEAHET[3]. MLPA 5T SMN2 #{Z T4 4 2 & —
DLl & =8a1t, 7Y 20 PCRIECTOMMAHLES %,

19



7 AV A[4-8]. F4[9], ~aF—[10], A==+ F VY 7[11], BE[12]. #F£[13]
7 TH SMA-NBS 2 7bT w328, Wihd V724 L PCRIEZRHAL T3,
A7) —= v IRECHEDEE X, MLPA k7 ¥ 2 v PCR &%\ CHEEZW % 1T
5> TWw5, SMNI1E{5F & SMN2 {5 T T hybrid gene Z2JU T 5 2 &3 Y, 2D
HLEFRED PCRIETEARZ ) —=v 7 aGEe 2 2 3B 57296, 12], HlOoT v+ A4
THEMAZ ) —=v 7 %7, BEZ2EDTW MRS H 2 [4], FZERERTIL I R
., BREUTE, RE . BE07E e HBfTO NBS ke 25, RICRi#L 2 X 5,
FIMOBRIC~ Y va—F INEBMECRNEZFHL 2w EPEETH 5, JFEHKIM
LERZLIS T/ 3mm 2 Xy FT7 v b LERHT %720, BHiTOERIIE ZXFH 3T
HIE X PRETH B,
N NBS B 21T o TV 2 A FEBIIE FIAMIC X o TR D . MEREA. BEZREB. &
R ETH D, SMA-NBS 2 NWEHEL T2 720 1Cix, BfTO NBS AR~ o Bl
B2 % L,

S 30

[1] Noguchi Y, Bo R, Nishio H, Matsumoto H, Matsui K, Yano Y, et al. PCR-Based Screening
of Spinal Muscular Atrophy for Newborn Infants in Hyogo Prefecture, Japan. Genes
(Basel). 2022;13:2110.

[2]Gutierrez-Mateo C, Timonen A, Vaahtera K, Jaakkola M, Hougaard DM, Bybjerg-
Grauholm J, et al. Development of a multiplex real-time PCR assay for the newborn
screening of SCID, SMA, and XLA. Int ] Neonatal Screen. 2019;5:39.

[3]Schorling DC, Becker J, Pechmann A, Langer T, Wirth B, Kirschner J. Discrepancy in

redetermination of SMN2 copy numbers in children with SMA. Neurology. 2019;93:267-9.

[4] Taylor JL, Lee FK, Yazdanpanah GK, Staropoli JF, Liu M, Carulli JP, et al. Newborn blood spot

screening test using multiplexed real-time PCR to simultaneously screen for spinal muscular

atrophy and severe combined immunodeficiency. Clinical chemistry. 2015;61:412-9.

[5]Kraszewski JN, Kay DM, Stevens CF, Koval C, Haser B, Ortiz V, et al. Pilot study of

population-based newborn screening for spinal muscular atrophy in New York state. Genetics in

Medicine. 2018;20:608-13.

[6]Hale JE, Darras BT, Swoboda KJ, Estrella E, Chen JYH, Abbott M-A, et al. Massachusetts’

findings from statewide newborn screening for spinal muscular atrophy. International Journal of

Neonatal Screening. 2021;7:26.

[7]Kucera KS, Taylor JL, Robles VR, Clinard K, Migliore B, Boyea BL, et al. A voluntary statewide

newborn screening pilot for spinal muscular atrophy: Results from early check. International

journal of neonatal screening. 2021;7:20.

20



[8]Prior TW, Snyder PJ, Rink BD, Pearl DK, Pyatt RE, Mihal DC, et al. Newborn and carrier
screening for spinal muscular atrophy. American journal of medical genetics Part A.
2010;152:1608-16.

[9]Vill K, Kélbel H, Schwartz O, Blaschek A, Olgemsller B, Harms E, et al. One year of newborn
screening for SMA—Results of a German pilot project. Journal of neuromuscular diseases.
2019;6:503-15.

[10]Boemer F, Caberg J-H, Dideberg V, Dardenne D, Bours V, Hiligsmann M, et al. Newborn
screening for SMA in Southern Belgium. Neuromuscular Disorders. 2019;29:343-9.
[11]Kariyawasam D, Russell JS, Wiley V, Alexander IE, Farrar MA. The implementation of
newborn screening for spinal muscular atrophy: the Australian experience. Genetics in Medicine.
2020;22:557-65.

[12]Chien Y-H, Chiang S-C, Weng W-C, Lee N-C, Lin C-J, Hsieh W-S, et al. Presymptomatic
diagnosis of spinal muscular atrophy through newborn screening. The Journal of pediatrics.
2017;190:124-9. el.

[13]Kernohan KD, McMillan HJ, Yeh E, Lacaria M, Kowalski M, Campbell C, et al. Ontario
Newborn Screening for Spinal Muscular Atrophy: The First Year. Canadian Journal of

Neurological Sciences. 2021:1-3.

<HE >

EWR7EH O SMNLBIEFRA 2 ) —=v 7% v b

1. AMED WF%EHERI¥E % » & (TKS001P/TKS001: BA¥E : HURERMERIAY: « © (I ) =4 — e 2k &tk WRoe
HART 7 7 ¥ — v 2k &th)
https://pid-nbs.jp/pid.html

2. NeoMDx ¥ v b (N—=F vz ~v— v v R&th)
Gutierrez-Mateo C, Timonen A, Vaahtera K, et al. Development of a multiplex real-time PCR assay for the newborn
screening of SCID, SMA, and XLA. Int ] Neonatal Screen. 2019;5:39.

3. NeoSMAAT SMN1 (#/k A 7 4 71 Ak &)

https://www.sekisuimedical.jp/business/diagnostics/others/neosmaat_tks/

4. TagMan SCID/SMA Plus Assay (3 =% 7 4 v ¥ X —F ALY T4 7497 FA7F77 70V =XV x4

)

https://www.thermofisher.com/order/catalog/product/jp/ja/A48568

21



2-B &

B) SMADFERTRZIY—=>7lF, SMN1 BEFOM7LILR. (02E—) #F
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DEM LY, BRI CIIEBERZ B 72 EREE & @B N L ko igd H 5, 20
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DESNEH DA Y b7 —27% SMAICHEETE S X ) FHHEET ILERD S,
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B) EHEPIEHEMEIIL SMN BEGFRELZITV. DHZzHEEIE L& HIC. BEERICHLT
SMA OREICE S 2588 - BEhvrw) v o - BEESVICREOY FR— F %17
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REERER RCFAET S 19 (90%), FET 2 1 (10%)
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SMA-NBS [G1E#ER DEAE D B o 7= 56, FHIRZHT & B HRIRERAG D B 72 0 12 H
PICE R #5252 L. Droplet Digital™ PCR (ddPCR™) 3% L < |¥ MLPA/EIC X %
SMNI1 {5 FREDHEEZ M B X O SMN2 BIZ T 2 ¥ —BOMERB LI L 22 (REIXLR
FRINE X LT D, FES— A TRINAAEE) . SMN1 BB FREDOHERIC X 0 BIRFEIIC
1% SMA DOHEEZWI & 72 255, FRFICHEMEL T3 SMN2 EBinTav—Hic XV EEEE X
OFIERFS R 7 5 © L [1-4], FHNAEE L 2 0% OEEIFEERZEICBR L TWvw 5729,
T IR FAOMEEZW B XL O SMN2 #{5 T 2 v —HOMERENEE TH 5 [5],

FIERTD SMA I T BB TIZ. AF LTV TS RRY (AT v A~ Hii
MiE), Ry Aty (REY IHEIE 12mg) RUPY RV T IL (7Y 2F4) oy
DBHRETH B (YT v A~ RiMEHEE IEfE RS 6], R v v 7 T 12mg IRATCEH
[7], =7V 2574 FZ74 vy 7 60mg - §E 5mg K CE[8]), Y7 vAR~<iconwTi
B TRERR 7 2 -8 CTh 5720, HEX B Tk ) ANCIREERICH L CREICEE T 25
s X WNEEI7 ) v 72RO ETA v 73 —LF -avey b 2HETI0ERD
D, BENRLZOA) y T Ay MICHBE LT, IBERR-CEE Lo, BIFEH.
PAZGEDOL RN 7 + 0 —7 v 7ORBENE, XIMK~DZEICEL CoFHEB %9,

BIEA Y v ) v PIEREBIES Y v 7 —ERREE £ 72 3 ERREE MR o 17 )
Wikt g & T, BEATOIE2 I, BEROHMERD B %5 LEMRD S [6], ZWE
X OREBERHHOBIHCEE A v v 2 ) vV 7 IERIEICN L T 2 bt b 28, RIHIMICIEARA
ERA B L OEEAY v ) v I REL T v —T v 7 OMEN R EESSLETH S
GBIEAY v ) v 7% B8 7 +0—T vy 7OREWICOWTIR Y NS v R~ gUREEHT#E I
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W RENET LIBE UK 72 N LR ANEA S - BE%E) (2B 28K
OV EMEITRENL L TV e
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(BB~ FE) | OF—FEERFRZET L, 8, R, Eil, &G, BEESELE
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@ XvHxrty (RAEUTHR SAFVzy s Dy U RS [4-6]

<FIRY - B S BETE, 134 7 ABmlP X okt L 12mg, FAl1N A 719,493,024 M
(202544 H1H)

<KG > B FRAIC K Y SMNIEEFORKEIIERLZAF L, SMN2E{EF O 2 B —Hn
WL ETH D Z DR INTZSMARE (7272 L, SMN2E& O =2 53480 ED
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0~90 H #1139.6mg (4ml). 91~180H ##1%10.3mg (4.3ml). 181~365H #iilL10.8mg
(4.5ml), 366~730H #1X11.3mg (4.7ml), 731HMk~IX12mg (bml) % 1~3%53)>F
THEEN 5
@ VRARVTITL (=T VAT g0, AR A [7-9]
<FIR - B> KT A4 a7 l2gTIC ) 2P 7T A60mg, AR 974,463.70H
BE : 18E5mg, HfM15E 73,831.90M (20254E4H1H)
<KG > B FRAIC L Y SMNIEEFORKEIIERLZHF L, SMN2E{EF O 3 & —H
1L ETH D Z & DRI T-SMARHE
TR SMN2EE 1D = =N 1R OBLL ED B, KFiHI 72 A TR ASE A Sz B,
HRERICI T DA IWME R OVEAMEITHESL LTy
(SMN2E(E 1D 2 4Ll EOERIKPT AN FE T 210 BE 1T, MBI RREILE D
SRR it U G- B % ) 1)
<EHIE>RTA vy A%270 ARG CliE0.16melkg, %27 A LU E25RI Tl
0.2mg/kg. 2i%LL ECTARE20kg R T1%0.25mg/kg, 20kgbl | Clidbmg4 1 H 1A #
RO
BE ¢ 25k LA B o R E20kgbA FICiEbmg A 1 H 1E &% IR A5

e Z BN

(1] A7 v A~ it iASCE 2025 425 ARET 58 7K (2025427 H20 HT 7€ R) .
https://www.pro.novartis.com/jp-ja/sites/pro_novartis_com_jp/files/2025-05/pi_zol_202505.pdf.
2]y <o it BAERREREA v 2 ea—7+— 4 202545 AYGI 5 10 iR
(2025 47 A 20 H7 7+ &) . https://www.pro.novartis.com/jp-
ja/sites/pro_novartis_com_jp/files/2025-05/if_zol_202505.pdf.

[B1V 7 v 2 ~® it WIEMERZ 4 F 202545 AfE (2025457 H20 HT 27+ %) .
https://www.pro.novartis.com/jp-ja/sites/pro_novartis_com_jp/files/2025-05/tg_zol_202505.pdf.
[4]2 v 7 FoBliE 12mg IRATSCE 2024 44 AWGT 48R (20254 7H20HT 27+
) .
https://assets.ctfassets.net/evoedhvfuolp/5DaB17062qTGHwnpDKEIOC/dd2b1ab47274ccb47d9
02a9c1b2e1lcb3/packageinsert.pdf.

[5]2 v v 7 ¥FelEE 12mg  EH#AA v 2 a—7+—24 202542 AVERK % 10 ik (2025
ETH20HT 7€) .
https://assets.ctfassets.net/evoedhvfuolp/7xHmfXuVCR3T9UsqzPbIjR/8081c5059d617a94d805
de24f44fd6d7/JP_Spinraza_Material_Interview_form.pdf.

[6] 2 v 7 HoBEE 12mg BWIEMEHDO7Z®i1c 2024 4E 4 HE] (20254E7H20 7 7 %
) .
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https://assets.ctfassets.net/evoedhvfuolp/tk3eu3creZH4FsBs1dSvW/6a9b59ca6c922c045a0f35c4
f15b528d/JP_Spinraza_ForProperUse_Intrathecal_Injection_12mg.pdf.

[Tl 7V 2F 49K 7420y 760mg T7URF4%%E5mg WRACE 20254E5H H7
fR (202547 H 20 H7 27 & A) . https://chugai-pharm.jp/view-
pdf/?file=/content/dam/chugai/product/evr/dsyr/pi/doc/evr_ds_pi.pdf.

Bl=7 VAT 4K J4vuy760mg T7YAT4%Ebmg [EEMA Vv EZE2—T5—L4
2025 4E 5 AfERK S 7 (2025 4E7 H 20 H7 27 & X) . https://chugai-pharm.jp/view-
pdf/?file=/content/dam/chugai/product/evr/dsyr/if/doc/evr_if.pdf.

[9]=7 VAT 4®FZ 4>y 7 60mg 7V RT4C8Eb5mg WIE[FHAA F 202545 A
WiT (202547 H 20 HT 27 & A) . https://chugai-pharm.jp/view-
pdf/?file=/content/dam/chugai/product/evr/dsyr/guide-sma/doc/evr_guide_sma.pdf.
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CHTzo> Tk, AEFR~ORNIG, BEFNLEELZED TR ERHHEE AR, Sa1H
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PR BAIERS Je DN EERTEEME & L T, TREEATEERT A H AN iR A a8 /N iR B
THLHZlxiILOLT5(a)- ()0 5HHE (FHRERSHHD S bIFEIN(0)-(6)D 3
HH) 208 e ks,

(R 1) HFOEELERD - FIEEICB S 2 EE

(a) HAVNR A e/ R HMECcHh 5 2 &

(b) | FRREMERRZHVE D FLILIC IR 2 L, FRBRIETSE D I LB A RBR &
il EEEBLTRE

(c) R OWEMHICE L, SLEIGEEE SR T 2588 220, UTOTRC 1
FICEETE B 2 &,

- BE TSI ORE, NEFHE~DORME 7 IEEO R R

Y e B GRTER & 5RO T A m—T v T

- AEE - BERERIETIGOEY) G

- RO 1R B AR TR 2 B D ILERR 1S
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8
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C) i) SMN2 E=F I E—#H' 3 LT OEF L REFBEDOERENLE L L,

REEGER RCAET S 1 7(70%), [FET 3 3 (30%)
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RIIETVRIISGDEZABLNTLAEL,

REEGER MBS S 15 (50%), FAET 3 5 (50%)
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NBS TH R & 1Lz FAERT D SMA BF I3 2 i5#ESH T, SMN2 EinT o v —#k it
Bl LT TERL2OR MR TH 2[1], 7272 L SMN2 BET 2 ©—H & FAERHY - &
BEEERSATLOIMHBALACC L CHETILELRH 5,

SMN2 (5T 2 v —$4 3 U OFERTEGNIL. FERKEE, wIKIE 2 0> 2 iR IR 23
W LW[l], COBEE. A F L) 7Y TRUSULERZ XAty YR T 5N
PEREND, AFRL )TV TN RR7 254 313, (KEDS 2.6kg BT
AAVI JUADEETH 2 C e BB ETH D, 72, AT LTV TRUSUERR7 Ot
fRENC X 2 BB OBEEZHTET 2 HNTOR At VRSB HE SIS, 7L
SMN2EETFZ3av—F328% Qavr—EH) oRERAIIALHRH I whh
b% <, AT EER DR IC 50T SMA-NBS TH R X 1L SMA D ZWICE - 7= FIERT D
3av—HBFEINLTRETITI XV ANy 213 ) 2P 7T LiE#E (VbW 3 bridging
therapy) ICOWTIHAMERLLKEMEICHET 2ERSFRLTEY, BhZ T VYV RADE
BB RIRIICH 5, 3 2 € —HEFICHN L T bridging therapy # Efiti 3 2 & 11X, BER
AP EEZ GO o kiHEE 7 v —T v TRRHATH B,

SMN2 i#f5 72 & —$A% 4 LI EDIERNZ, 10%FEE D RIS FAE S 5 25, Eic A & 7=
BIVEIZFHEEING, WIndEMTRORBVGEENICHEI NS, 2018 F£D Glascock H
DWAERZ 7 ) —=v 7%l L CEHi I N7 SMA RDOBRET LT ) XATIE4av—LE
OEAHIT. FCICREEmE T, Hr ot (BXABANRE., HERETGS) 2 Hwv
ez 2P CRIEZ RO -G IREEZHG T 2 C eI T, Lo L, 2020
FICHRE I NEZF A= T2 0DT7 AT ) ALSGEITIE, 4 2 =B ETO 2% T D
BIREEM RS 5 LGT e n7=(2], B e LTid, EBRHIIE 0B IR ALSIN T H
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v — M EofEfl 72 R B RIEAR) v REICRMERS L L, 2L
T, BiaF#EiED 9 B Multiplex Ligation-dependent Probe Amplification :  MLPA 5T
X SMN2 #E 7D a v —Br%wihé (4 av—Dib) CEfsa e —KrlEREgETcH 2
Z &, 4 av—LL EoEFNTN T 2 FIERNARROBIEAE H 2 4 F v L/ 7y TRULER
ZICOWTIE, A ENRNSE ETANANZ 2= LTINS T F 7Btk Y 4 v =ikt
THVURZES LIBEOKS 2RI RS 2 2 Lo 3 fnB T bh s, 72, T
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HAICHRIE L 72 (MRAHY) FEFIIRE X TH 0 [3], mEOHEH» 5 b SMN2 B2
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TN3ZEb o T b, —MRIVICEFERFNIC 72 212 SEBEIZIRIE2 B D 2 X W B4R 7 + 17—
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il L TR R S NERNCH LT, RIEOHEZ 157 L eRIAMGN % 7 + v —
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ARBE L U CEMMICERS 2, EWFHAEE (X, O : W7l oK T Ciibic X
2 EWRDIENNL 7 D>y ForE DZALRWERLA355 < 72 o T 7p A, PR OB % OiFEIMEAKT
D37\ Dr, WERRRR O 2L, EENFEE OFIEE DRI E TR T 2. BITERMITIIRAE, i
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B, BT D PR DAME T 72 1FNE R TR T 5., @QEBXEHZWRAE L LT, CMAP O
PEDMIE %2 L TR oM (EHRE E 72 RErRe, e 72 SRR 2R
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72 VXA PR FFIESZ % Tld. The Children’s Hospital of Philadelphia Infant Test of
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PCR: polymerase chain reaction
SMA: spinal muscular atrophy
SMN: survival motor neuron
NBS: newborn screening
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NBS: newborn screening, SMA: spinal muscular atrophy, AAV9: adeno-associated virus serotype 9
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