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PCR-Based Screening of Spinal Muscular Atrophy for Newborn
Infants in Hyogo Prefecture, Japan
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FREPEF ZAEIE (SMA; Spinal muscular atrophy) (ZF#ERTMAMMIZOZENE: - Bivk 2 <9 1E
Hoa—m HTHY . HIEARBEHERKRE TH D, SMA IXRIKRAIZ 5 >DOY 7 % 1 7
SPEEAL, OB (BeEESER ; RN RIE, HARICEEOMNRERE), 18 (EEY ; 4
% 6 » HLAPIZHIE, FEALANGE) . 2 80 (WP« A21% 18 4 HRTEITIIE . NPT AEE) |
3 (BEA 5 1% 18 » ALIRRIZHIE, Ao TAlRR) . 4 M (e 5 30 sk LARRIZHE
fE) D, SMABEORFEN 1 THY | FERMBAFIHTERWGE, <R 2 E
TITREL R LV SEIC R D,

1995 FZ SMA IZB 53 28L& LT SMNI & SMN2 (survival motor neuron 1 and
2) MEE S, M 138O THEMEDO mWESI 2 FF> 2 E B3 Hi T 5, SMA B O 90%
PLEDY SMNI OFRERFBEEERTHY, ENTIEH D08 SMNI OD~T v RkE SMNI D%
INERIZ K DEE~T o BZE RN THDEREN WD, —FH, SMN2 Oz v — L EEOEEE
IWARBIRIIRICH Y . SMN2 D =2 B —HN % \WE EBIE L 72 5, SMA O =0 mEIE E D Tl
IZBWTIX, SMN1, SMN2 D2 v —¥CHEIC L 2BEFRENAGEHTH D,

SMA [ZIEFIEDRVRE TH H & SILTE A, 2016 HIKEIS THER S N HiBLIAE
3£ (Nusinersen) (259 SMA1 BUEE MBI LI ATRE L e 572 8 THRARE < tiE
L7z, =01 2 FEOIR#EE (Onasemnogene abeparvovec, Risdiplam) 73iEI1THERE S
. BARTE KEICHEE 24100 OFHTERIENDER /68 & 72 o 7o, B OERIRAFZE Tl SMA
O 18 2 RO BFIZI T B HAERT O FHIREIZ L 0 EEERE S BIICUGE L, AL TN
AREL 725 2 ENIRE LT,

ZZ T, SMA ICBTLHARAZ V—=7 (SMA-NBS) (ZX-> T, Zi b DOFBIEE
ORI KBTI NS EIF SN D L 910720 | SedERE[E TRzl ik A R v b

(DBS) #M\W T, PCR{ET SMNI ODAFMEIZHOWTHHNS SMA-NBS BNEAZINLDH L HIZ
g otz AARTIE 2020 42 X 0 E 9 FHERICT T SMA-NBS 23544 S, Seli iz Tt 2021
2 HE0 A my MFERBIES Lz,

[B])
FeJdE 2BV TRRIA S SMA-NBS (29W T, ABEMHEFI O R KB ER & SMA O#EEZ K
WZDR N o TERERI O FEM L 1B ERIBIC OV TR L, SMA-NBS (ZOWCRHli¢5 2 & 2 HAY

L7,
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1. %%

SMA-NBS B4ARETOD 2007 405 2016 4O BT KK FBEE PR sk A L& R 27 -
TEEERMFRE IR IC CHEM SN - BIaFREICT SMA L3S LE IR cHAD SMA B
18 fiil, 2021 4F 2 A5 2022 4 8 H £ TIZEERICKIT 231 = MFZEIZSINLT- 8336
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2. Hik

SMA-NBS (28 Tik, HAE% 4-6 HOFHAEN O LD MEEERE L, DBS #{ERk L
72o fEE L7 DBS Z T, SMCL (FEKAT A4 INT VAT 4T T7KRT M) —) ¥
—IZTSMA R V== 7%y MLV EERN Y 7% A 5 PCR %% L, SMNI D
ZHIE LTz, Btk & HIE SV B 1T DUV TR, A5 KPR R i e i A 58 TRl
&Y DNA # i L. multiplex ligation-dependent probe amplification (MLPA) 72 5 O
|Z droplet digital PCR  (ddPCR) (2L VW SMNI & SMN2D a2 —¥%¥|E L, ek %
iTo7

(#5321

1. SMA O¥sAHEE

SMA-NBS B4&R> 2007 4235 2016 4= F TIZBM S - BHE NS, RERICE
SMA #3813 H 4 100,000 AdH7- 0 4.96 A, 20,000~25,000 AiZ 1 ADEIAETHD Z & 73>1'~f
FHERICE R ST,

2. SMA-NBS Dt

2021 4F 2 A5 2022 4 8 A OMICEiE S 7z SMA-NBS (235 T, 8336 i, [
1% 12 Bl T&H - 7=, SMA-NBS BPEFNZ % LT, MLPA % W CTHER D 7230 D@ fn A 73
ST, EOME, 2HNTEDOBEME, 10 BlXEEIETH D 2 LAV LTz,

3. A~ AT K B IABGYERIRE A O AT REME

SMA-NBS BRI AEDFR E LT, ~3) 2L b PCR ERCMIEOARIC L 25
BORRMENE Z Dz Ted, ~X ) UINiigic X 5 DBS o 7 v a{ER L, PCR IZL 5
SMNI DRNE % Fhi Uiz, FOFEER., ~3 U BRI PCREMNEADT5H 2 L. R
B Tdd CFTR L ik LT SMNI ® PCR R MNENZ LAV E N,

4. SMA-NBS I Lo TH A S 417z SMA BF 2§l 0 B AR

MLPA (2T SMA OfEEZMIN 2 ST 2610 95 5, 1 FHTZEEREAER, 2 6 B I3 E
WRTHotz, 1HRICOVWTIHAEEN L 7a vy E—RY v a v a b D7 EOIEREZED
A% 21 H BHIZ SMA-NBS FPE23 4B, 28 H B MLPA 2 X W SMN1 AEXRK, SMN2 1%
2 A —Thd I LT LK S iz, 25 HEBDIRENBM S, EEWEREZ /R 9
CHOP-INTED = =t 7 [ZIRIERD 12 725 24 B H I3 44 F T L=,

2 B H I IAEIR TR N e SI= 410 COIERI TH - 7=, % 17 H BIZ SMA-NBS Bk
3B, 21 H BHIZ MLPA (2T SMN1 RERK, SMN21L2 2 —ThbbdZ LM HEE LT,
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WaRTZ el L7,

[&£]

(1) ERICERIT D SMA OFA M

AR T, AR ARG 40,000 A5 2 E THEMi L €& 24RO SMA B3 O# (s
TREICE S X, mERIZEBIT 5 SMA B#F 0OEIA 1% 20,000 A~25,000 HAEIZ1 ATHS Z
EEBH LT, SMA-NBS 34 _TOFAERICIER S NS X 522U L v EREnm
HENDZ EIZRDTEDS D, Ak, WO SMA OFRBLCIEEICHOWVT DO+ B 2155
ENEETHD,

(2) SMA-NBS {45

W, SMA-NBS MM ThnE ENTNE 00, LERICBIT 537 a2y
MMIFZETIEGNE & 7o 72 12 D 5 6 10 BINBEETH O . A V27 OFAERERR ET
RIS ZEDZNANRY AN K DENRB ST, DBS o 7 AAERRHE A~/ N
MR O FIIGEET 5 X 5t CHEBEMRE T 20BN H 5,

(3) SMA BEHIRE DN F

SMA-NBS |2 & - T, FBIERTOEME COIEBENFREL 705 Z EnHIfF ST\ 5b, KR
BRIZIBWT S, AIEROEE L0 REAMIREL G CELEBZ DO R TPROWENE LW
ZENHABMNERSTND,

Alal, Bex ORFFRICE WV TIE SMA-NBS (2 L 0 AER, EERO SMA BE R S,
B TREOEEN WIS SMAL B TH D Z L REbILz, FIERTOIRE DA WENH
LNTIEHD LOD, IERTH 2 H AR ~DIEFEEOEZE G IXREFIROZ T ANNES T
RN SIS 22, DB IOV R — b EE LD,

Fo, HIEROEFITEW TR, BEAMOBZWENZIIW Do 7o, BHoZE, S0
RIEBRIAIZ L > T, KV EEREROREBZ T TELbDEEZX TS,
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PCR # M 7= SMA-NBS [ZFIERTORIREZ FIREL T 5 DA77 53, 43 L HIIERTOIR
PRISFRE TR TEHBITB N T, BOBNZ S ZENTE BEOTPRAEIIREL
BT 5 Z &R STz,
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FRMFZEMEE (SMA; Spinal muscular atrophy) (XEERTAMEOENE « HE 2R
HEE—2—B VR THY, FRAKEBEESEKEATH D, SMABREIZIT1I~5EINH Y 14
(12 13, MBI ASFI A TE VRS, < D32 E TICMPRREEIZ K Y FEICE D, SMA
W5 T HBI5F. SMN1ESMN2AFE S, 201652 KENC THGR S #ilia i
(Nusinersen) |Z & Y SMA1BUBE B2 LICHEMLRIREE Ip B e &, FEMBIREXSHEL

77. T D% L 2EFHDIREE (Onasemnogene abeparvovec, Risdiplam) 2A%:BMAFR & 41,
AATHREICHRE 2D OFRIGHEENERFRE L RoTc, mEMETIE. SMAIEL, 2

A D BEFIEIOBEEIREIC L EEERBIMICHWE L, SIUSCHITREREE B 2 &Y
RENT, £Z T, SMAOHFHAERAZ V—=27 (SMA-NBS) 2k~ T, ZhbOHHE
REDOPRITRRBIZHREIND L HfF SN, SSEHE CRERERLIEAR » b (DBS) &
AWT, PCRIETSMNIEEIZSDWTHASMA-NBSHEAZIND LI 20T, RER
IZRBVWT20214E2H L 0 31 vy MR BRIEE N,
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SR TRALG S AVIZSMA-NBSIZ DWW T, BEEMEGI DR EMR R & SMAREEZMTIZ D72 052
To REF OFE & IBERRRIZ DWW TR L, SMA-NBSIZOWTEFHMiT 2 Z & # Hi9E L=,

(&5 & FHik]

1. %4 : SMA-NBSBtARTD 20074 7> B 20 164E DRI 10 F K2R i 20 e H g it &
EE - BERSEHEIC CEMBSNTEBETREICTSMA L 2 s - RERHAEDSMASE
F1861, 2021428 1> H20224E8F £ TIZ/ A vy MFFRIZSIN L2 RAB336H DFT AR %
xfg e L,

2. HiE : SMA-NBSIZEBWTIE, HAEHA46HOFAEROHMHENLMEEZERL, DBS
PERR L=, BB L7ZDBSEZHAWTSMAR Y V—=0 7%y MLV EERMY 7L A A
PCR%ZZENE L, SMN1OFEZHE Lz, BELHESINTLEREFIIONTI, RREEE
HRR R R BE AR A E L CHTAE RN I L W DNAZ i L. multiplex ligation-dependent probe
amplification (MLPA) 72 5 ONZdroplet digital PCR (ddPCR) 2 & Y SMN1 & SMN2?D
ab—HAEHEL, BEZEEZIT>T,

[FE2R]

1. SMADFRAREE - RERICHITASMAEEIZH 100,000 57- 1D 4.96 A, 20,000~
25,000 ANIZIADEIETH S Z L BMEHEICEE S,

2. SMA-NBS®O#E & : SMA-NBSIZIW T, 8336614, Bitflix1261 T -7, SMA-NBS
BEPEFIZRT LT, MLPAIZ X A EEFRENEHR I, 26IITEOEME, 10012 EBETH

s T




3. ~XY ERIC L A BBEERIFAEOFREN SMA NBSHEBEEFIFAERRE & LT, ~3
U N2 X APCRIEECMIE DA L HHBOFREENRE X b,

4. SMA-NBSIZ X o CTRAX :M_SMA%%%‘ @ﬁuﬁn@a@ : MLPAIZ TSMADHEE 2 W
REANT2H D 5 B BT EREEER, 26 B IXERTH -7z, 16 BIIMLPAIZ LY
SMN1&ERE, SMN2iZ2a ' —Th o7z, 256H B LIRENSHEG S, EEMEREZ R~
CHOP-INTED A = 7 [ Z1RERI D 125> 5 2418 B 121344 F THE Lz, 26 BITEER TR
SNFHOTOERFTH-o7-, £#17H BIZSMA-NBSEEHEAHIER, 21H BIZMLPAIZT
SMN1&EXRSE, SMN2[Z2a ' —THAHAZ LMEE LTz, 228 B OIRREEIIL, O
BIERERTZ ERLBE LR,

[Z22]
(1) mEERIZBITASMADREAREEIL20,000 A~25,000HAEIZIATHLZ EFBA LN

L7, &%, MEOSMADEBECIEEIZOWTO+SREMEPEL L EREETHD,

(2) SMA-NBSIEMEOERE IZNA VR OFHFERERETHERINDZ EDEZ A~
U NS K BB RE ST, DBSY ¥ AR T~ AN g O IR B K O %
HDTHEEWETAILERD D,

(3) SMA-NBSIZ X > T, SMARIERTOBRME TCOIREMNFREL 25 Z L0/ s 5, B
FREERIZEBW TS, FIEREE LV BIEANGEZAG CELBEOF N FHROEENE LW
ZEMHLMNERSTND, BIERTEROBIESHLNTIEH SO0, IR THDHH
ERA~DIEEEREIIBERE~OLBEEOY R — MbEEL RS, £z, AERAEEICE
Wi, BEIRE. REGRERBICE-C, IV EERERORBELZTH TELbDOLEEL
TW53,

(7
PCRA% i\ /= SMANBSHBIERMOINE THE £ 5 072 5T B L bBEMOIE
BERETRBP BRI T, BROBREHCZ LBTE, BEOFRBEIKE S
Wiy 5 = L ARSI,

Lo THRIFIZL. L (BEF) OFEMNEELIERPIH D LBD D,






