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TWw3[31], 2o DfERIE 4 a v —OREFNCT T 2 RIERTGRO R LR T 2 2L D
ZUMETFHLTCwE, —J7., 4 a2 =L EOJEFICE TR, BAMIRIE D IVE o fd i &
LRFOEBFEL B LIREOLED R WEF D & F T 5(32], £72. O ICiFMTiEd
2 03¥% 5% 0 ERGEWER (BHEFRE® TMA) 235U 2 JEEME2 H W ZB T & HTH
%[33], BKEE T, O @ 4 av—LL EOJEFI~DORIERTAROBEIE X HT 2 DIFHAR L
KEDAT, EUSRA =R+ 7V THTIZ 4 a2 v —LL EOREFNTEISH & 72> T b ISk
HE IR I — X T3 v v [34], BURTIR 4 2 v —DIEDERNIC 31 2 FRAERTRE
DERMERTIEF Yy 2 HaicidBonTnay, LaL, 4 av—dEflicsnTid,
PR ZOHHEEZRTTET v ABK[OLNTE TS, &b ERTFRRO R
B2 NBS iIcH O IBEO BN RED GOz 0HMEE R T 272007 -2 ZHERL
IET VREBEAEN TV LELRH 5,

HARICBWTD 4 a2 =L EoREFNICH 3 2 FIERNAE O LT EE S L2 BER1% v,
WOFRES 2 2 B 7 W RPL TR, M &Mk & B R RIEO RR, (DR EEIC
DWTHERT I2HLELD 5, 7277, EHRBCROEBIE T 2 HAMED &2 2 &b &0 lEde
HE2TV», ZOEMICOWTIEREL DT AGELAEVDO ETREINIRETH D, 72,
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41% D SMA-NBS BHEZEOEH 7+ 0 —T7 v 75— xicHo% 4 av—LL EofEFIic
T RRBEH PRSI N ZEBEE L,

< BAER 7 Z2MR OFRER]. FEAER D IGHRE OFRB >

FIERNERZ AT 5 BAiciE, 2024 4 10 HRfRiT O & N & R OB A H 5, KEEH| DR
B EESEEEZR UIRETH 2 EIRT 2 08B H 5, kT O Off IO W TIEFETE
TRE D b DZEFHECTTIED G £ TK 10~14 HARETH o 72208, ENTERE % 1
FEGIS (6kg W) HEREI N2 Z L & VIEFAZR O FiED b 3-4 H o5 030EE L 7
S>TW5,

N i SMN2EBIET2 4 a2 v =L EDOEFICN T 268 enwizo, OSMN2ELT<4 2
v — L QSMNZHEET 24 a v —TE A LD 5T 3, DoEéid, O & N & RAGE
P e 72 0. BIRHERONR CTH 5 7= D EZMite s <Cic (1) O oA&KE53 354, (2)
N O ikt 53 256, (3) R oAk 3 2564, (DN 2ETHREG L2 0%k O 253
% %54 (*bridging therapy I22WT), (5)R 2T 5 L 2z Dtk O 253 % (6)N %Ik
G LCzoB RICUIVEZS, (7)) REZEEGELTCZOBEN IV EX 25808F 20
N2, 72720, GAERICIERZEIER? D 2 walRElE2s G S hTldv 2 28) TERZEIE
HEDH 2 O DG % CREDBRCO-(D~MICOWTHRTE Z WA EEI NG,
DEEIE O G ICO W TOikEmz ke L oo, RO ENSEC WX HIc, EFTIENZE
7213 R COWBRBRMEIRE T 2 L IHEIND S 5,

N & R OERIC OV TiE, N OGRSV 75 CIBREMO L LM TY A7 HRE WEEICE
FATIBR DB & LT R ZBEINT 2 2 L I3BE S e\, thRgFic X - Tid O oAl
K% S 2 5680 H VR 2 -0 MESE~O R OMRALXET 5, N & R OEITHEETT-
=% O oG icowToffFmafF b s T oighidfkiid 2 C L BRMETH 5,
@53, O 721X R2SERR L 0. (1) MEEZKR S CIic O TiHEEITH. (2) fi
EZWiIHE R CIHELXA L. EEAREEE L toRiiLav okl fi-> T (O 1k 2 5%
KiT) BELZEMT 5, (3) ROAMEGHNRT 2 25& R & LTH 5,

FBEIER & 1T o 72 L CRIER IR 21T 5 Bifricid. (4) 2meRifichd iz, 34 (N, R
& 0) OHF D HIHEEEZER, (5) FIEH 2 U THNIEN & R 0H D b IREE % ER
35,

WERB AV v b, TAY Y FAFET S o EMERBIERE R L 2 oKk e+
IrEE LA WVIRE T 2 IR D 5,

(* bridging therapy iIC 2\ TC) : O TOREDIRE X B A 1, ENERLH 2 HIRICE
WTIEEFE2 oG CoOlEIX., 3~4 HIC&R 5D T, NE 7R T bridging therapy
ZHERE T ZIRBLIL T\, 7272 L HUBCIRIEREER IC X o TITE(R T IRFE O HEfi B I 234
U2Zt, $7-FEOTRIEN Z 5 TR VIREE T 05 TR D FhE 1358 1) 2 <
ZThH Y, OG0 UHEfH-CRNIED BERE ICK ] % B3 2 5541213 bridging therapy @ FEfiti

10
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BHRESI N EEZ 5, 72, bridging therapy 2D O 05 F TCoOMFRICOWTD+45
BIET VABREWZD, CREOER % GO0, et L 72 E oG55 %E37C 5%,
BIEFFHOERZER T 2720 (ReEfo@lfhrs) N & O ofiEiddnd L d 2 EM XM
J2 L EERTIFA A=A F VBB [34], N 5525 1~3 5 HARERT
T3 7 —Av ) —XbH 5 H[35]. N OefT#5%ICHH S 2 2 BIEA (/MG %) %
RO T, BEHELG - TIRETCHNIE 2HEBLANTH O o5 I3rlgETh v . K5 RkE
23 2 BB AN OREFITHRE b B 5 [36],

7272L SMN2 5T % 3 2 ¥ —H3 2 8% QG av—HH) OFAERIIFILIRBIFH <13
TWEHED S, KT EER DKM ICE T SMA-NBS THE 1 SMA OZWICE -
72 FRERTT O DG RREL TS 3 a v —BFICH LT, Zokb 2o o/Micamc
¥ Z 72 517 9 bridging therapy IC D W T AMMESCLKEMEICET 2 H MBI R L Tnwd, B
75T ET VADERMBLERRIIC S ) BB E 0BG L 72 o5 2 GET 5 L EH
Hb, HlzX, BE LY S O OUE(FICKHE D22 2RI D 5655 1T T IiE bridging
therapy #Fth3 % & & OfffEIZ e, F 2 ENTER X 1FEFI<H Y ENCRIKFIC 2 FEH]
DGR RBENC T2 o 725 A T I CTOMIMIAZE D 5 TL 2 72 D BEERZE L ORE ]
LbEbLERREL D725 9,

FEBNC X o Tid, N OBEENTE G- R DR %G 2 AJELE L Tkl 3 5 & & B3NEER Y
ERBH DL, O1F, 1. FIERPA~ARHEHcoG oL et X b En[12], 2. T AAVI
PR GE L R V%G 2k 3 2 AlREtED H 5, 3. NBS OB HNMIR OB A2 513, 1 B
EDO0ODAY v b23dH3([37], ULiZonTHFECERIRMEZIT. R25 O ~0Y) v &
ZCOWTIEFRCEIE T THaRE 2 085 5, ZHITRIBIED SMN2 #E5T=4 2
—IEGIOEFRE R EZ 2 LTOREITRE L TH D,

<NBS HEE LW D EIRHEIR O 7 $HRET D 72 D D FERERT TH 5 T & OFHfiic DT>
(R o E %
BIETRECEMPHEEL CE Y., TRICATHRZE LORTE MEORFE L D> THR
DIEFIEL T 5,
- Bk E
PREERIT 2 RS 2. FRIC RS D MEIRIKT . TIREL OB B O KT 2
BB S 2 A48 O BRHER MG O R 72 W 2 iR 3 % . [R2 I T, WiFL oK
T RRAMEIC X 2 EMK DAL 7\ FEFE DZEALCWINLA355 < 7r o T 7z, AL 0B %
DIGENEIR T 2372 s, WPIRERE D Z5AL, BB FE DAFHFE ORI 2 R T 5 2 & b SEh
Ro—o2& LTEETH 5,
A (%)
BREH AN - A BN (compound motor action potential : CMAP) D fRIE D #ll5E %
R oEE GERRREE 72 REEE) & Mo (e 2 PR 2w

11
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IS 2, RAEMEEE 72 ZEFHED CMAP 23<1.5mV THIIEFRIEL T 5, Vil 513 F
4 D 24D SMA-NBS D#Ei2> 5 NBS T2l & 17z SMA &R D W) [ B AR o A e
D CMAP EDFIE R il 2 71 v b A 7 fifiic 2T, O D FRIERTAE % 3l L 72 NUTURE
WHECfE L7227y A 7l 1.0mV KT ¥ 5720, 1.5mV 2 X W EHEDH 2 7 v b oA
7 CH B LT 5 [38], #@ED/NLOIER CMAP fHZ RI#XdSHFICL, BXZ
Bt 1 HAMECOMA L 7 2720, RIFSC©H RE X 2 I IEP#RE T CMAP<1.5mV %
FIEL LTHYTH D &EZT-[39], LIEARERIGE 1L T RO EME U R L % 1
% 93 BEE AR D CMAP IO W T D T v T v R (F 75, — IV IC IS E#iR s o CMAP
FRUETRAIE O CMAP XY EETH 5 2 LA o2 nH<1.5mV i ©HIIRIE L #
ACHIEIZRNEFE 2 5[39,40], E7-, FEfETREcH I, BN ZHTICE % CEML
H SRS D BT L oA 2 R8T %,

BN RE R -

The Children’s Hospital of Philadelphia Infant Test of Neuromuscular Disorders (CHOP
INTEND) Z T, 4% 1 22 H Ko Rics T CHOPINTEND >35 T»H 2% % fifEid
%, <35 THNIIFIEL 3 5(38],

(%) 7277 L. BRAHRE., EHEWERESTHM (2RI X o TEIBREETH 2 5503 % 2
L3572, SMA-NBS #5Efi3 212472 > COMHEDKEE L (T L Ty,

<TBIEBIER B L OCEIGED SMN2 BEFZ4 av—EFO 7 +0—T v FHEICDOWT
>

SMA iZ 5 AL I NWERIR A= 27 b 7 L)AL, BEEEKICL CHER 7 A0 —T v
TI3ED>TL B, —fRIVICEIEHNC 7 513 EEEFI S TERBE DL 3 X W E£¥17% 7 + 0
—7 v IHRMETH % [41, 42], SMA-NBS %l L TZWI & L7z iEGZ R IAEIC X v A
FIEL e, % < DIEFICRAEL THOBEETAEIL L FHEIN S ARE X 0 BE L & VI
BltE I Bk 42 BB FE DR R R 3 L F 2 b5 [43],

L2 L S CRENNREROEREA R V2o BIMAERD A2 L v NBS
%l L CR W S UGS L FEBNC N L Tk, RO MR E 15372 b iR A iR S H R
R AS L & 7o TR 2 7+ 0 —T v 72 EfiT 208213 H 5, £7-. NBS Bk
o c SMN2BIZTA 4 2 v —DL Ed 2EHIZ, SGEoREBIE & 2 2 iEW D H 0 153
5. ZDOHEEIE, FIEZFIICL O X BER R QIBFICET 27200730 =T v 7HRMEIC
b, T90alz7 40 —T v TOHFEICOCTHHELRGTEHIZTEET > Tz WEIkTH
%275, CMAP DIRIE L BX OB R FRIE R RBT 2 "4 F~—h—D 121k 3
EEZOLN, BREMYWMEZED 27+ 0 —T v 7IRHIOREER KD b1 538, 44],
T/, 7Hu =Ty 7iiFzofic, NEOFKESY (BR, RE, REMSE O S EKNF
EREFES) OEWFHECEIGFEN R 7 +u—T v 7 EETH 5, MBS

12
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FEooNs L), SMARDPEEFHEEEZ T 240, AR FREEIC O W CERICE L
TR & ZEBBFOND L) IR B A 7 v ) v I BEETE B AHIEE
VETHD, UTICHR A2 E LD 740 —T v 7OEMEKN R ERZ AT IORT,

(O % 5-#hEfI]

O WBIBBIEHIC DV Tid, MFMELZ 2 &0 &L%o O 5 H%DO 7+ 0 —T v 7

AT =V a—ABHLEFEZILN, ZbOLEEELTT7+rn—T vy 72E ML, Tic & MR

Kb TCREMNA 7+ u—7 v 7%{T5,

(5 R B 5E 1]

HBHRROEBR T ORIEDERICO W T KRR O HB, BERAEEENREO ZE o

B, EESRETHIEE O T o wWTF s 1 2 Th HIERIEL B2 2., WEEHRES X Y

QEEL 740 =T v IRNEL R B4,

[7 v —7v 7OkE]

BROFEICED O, FricH - SIRoMIIEERICER» S 3 PHBEHTLE L CEREE

DIRFEICE D CTEMCEMET 2, IWEEMEFIILEL COREFRAICT7+ e =T v

TOMEET T ZEAAREL E X 5, BIGERBEHE O AIL. 4 0 BE 0N

(SMN2 a2 v—#eHEo i) 2Rk BAMHEL 7 +v -7 v 7R (32HH%

HZLLT) ZIROTWMERH LA,

(& HAEHAG 7E H ]

O [ : WIS DA T -CRRMEC X 2 WO EINIX 7\ s, FaR DA L-CHRENI Y59 < 72 o T
WiR A, VU OB & OIEEIER T 237 2, MEIRER 0 2L, SEEIFE D5 DIk
DEERT %, BITERHICIIFR, BE LTS, BEBARRK. ¥ v v 7R iR
%,

@ BRZE IR R A RS 5. R 2g o MEBRIK T, THER O AL
DT, FEREERER. & FH8 O MR IGE O B e V% GR35, 17
i « HITATRE 72 1T 13 Gowers BUEDHHE, X M. HITRF D TR DA ie % 72 13 NE % i
BT b,

@ BREHANMA : CMAP OfRIEONIE % EEo#E GEHFR X 72 13REsR) & T
e o tiiE (RRE R £ 72 (XHEEARRS) & BV CREAFFIVICERTT 3 2 o 4 H s T o ZL e (1M
1) ©-1SD i (Flz ¥, A% 1 22H 7% b RE F 2 i EP < CMAP<1.5mV) % T
] % #5538, 39]. F7-1%. #aEth# CMAP AERERIE TR 80% U T I - 7235
BERIIEL 35 ([45], EhirlgEch X, HiEXKEFCEHE cHEiEL ARREEFE O
PHEEAT OB M2 HEZE T 5,

@ FHEBIBEAERTAN £ A O 2 MFEEE E 72 12T AR FRAES7 £ <X, CHOP INTEND % H v
%, % 1 »HEKMDRICEH T CHOP INTEND>35 ¢ % 0 %R+ 5, <35 T
HIIIFRIEL T 5, >35 THIVUTRRRFIICHHM L. AiE O FHli2> & T - fF#HE 72w
D HIFE X N 2 EEBNFIE D & OB I W HER T 2 [38], (3 4 A2, EEIFRAEK

13



TEZRED LA ERHERIEZ 1 2 HUNICHi S 25 FEEITETH 5.)
2 i LARE F 72 13 BEAL PR AR

ALY

L. /Y

(HFMSE) #fif] U EEEE T 2 #hke 35,
FBED SMN2Z4E—DOSMAEFID 7 + A — 7 v T

2026/1/27 &GT 1.20

%. Hammersmith Functional Motor Scale Extended

RE. FHESE

BEREAZRNTANEMRE | BIGER
BREERE HEX HRRIEZEA 2 EHD
CMAP FHIEFBMBTRUT EFEH
Bk L G E a0 TAILZR k=D D DR,
BEMEEEETM R ENER | BRRIEOBBE/EX. HERE | 256
BETERO-HE

CHOP INTEND | IEEFED o Di%fw. BilElFF 2.1

fiA 5 DB LA RIET "

HINE2 Gl 9,18
HFMSE = 27% LARE
6 D EST Gl 57 LA R

CMAP =compound motor action potential

CHOP INTEND = Children s Hospital of PhiladelphiaInfant Test of Neuromuscular Disorders
HINE2 =Hammersmith Infant Neurological Examination Section 2
HFMSE =Hammersmith Functional Motor Scale-Expanded

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

14
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g (mV)

15 (SD) ,2SDLLF | 5th percentile | N
BEEEE) 1R
0to<1lmo 2.1(1.1),0.0 0.7
1to 6 mo 2.8(1.7),0.0 1.0
6 to 12 mo 3.4(1.2),1.0 1.4 24
12 to 24 mo 3.7(1.5).0.7 0.9 65
K= P RlRE
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
REEB R
0to<lmo 3.8(1.6),0.6 0.8 7
1to 6 mo 4.5(1.9),0.7 1.7 13
6to 12 mo 5.4(1.5),2.4 2.1 29
12 to 24 mo 5.8(1.8)2.2 3.5 41
IEIEE) iR
0to<lmo 2.2(1.6),0.0 0.2 5
1to 6 mo 3.3(0.8),1.7 2.3 4
6 to 12 mo 5.9(2.5),0.9 3.2 12
12 to 24 mo 5.7(1.9)1.9 2.4 18

#HIc B 5 CMAP @ IEH fi

Ryan C, et al. Muscle Nerve 2019:155-160 X Y 5] FFIGR

<fifi/g >

O [EWH X s co SMA-NBS OGO F & )

#E[46], BE2], =2—3a2—2[3]. FA4Y([23], A=} Z U T[47]. ~A¥—[48]T
@ SMA-NBS DIR#L % £ ITR T,

- SMA-NBS TH D% o 7iEfl o f%E Gl d 2 b Do H)

KA

SMNZ 85T 2 2 ¥ —0 2 flIEMBAI BN AL L, 3 2 ¥ — DX F XM AR E 5
EREIN, 10T v v V5 2RIG[15~39 H (Hhofii 24 H) |, #lgki3 Tl
TERB V22 av—DrbD 4T, 4fl& D CMAP<1mV 7257z, 4 i+ 2 fl 38K
5kdH » (CHOP INTED (32 1L F 9 35 & 33), 1 B3 EEE 0T o 5 1K T ¢ CHOP
INTENDO i, % 5 —#illZ 5o ek Ic o vwC3s v 3¢ CHOP INTENDA47 A5
21 BIC{E T, SMN2:4 av'—o 8l 1 flidkZZ e s, 141138 » AT L LTH
fE. FIHESERICEAM VT 14 HE CRELKAEEBRE D EH7Z > 72, 1HIT5 ol
ENRE O o7,

15
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A —XFZ7 V7T

10#F4H 2av—o3fle 3 av—o 1§l 2PZKRICHICIERSD v, 4 4§l & U
HOMIMET & FBRET H v, 2 i CMAP {&{H., 4 #l & b EMG 5#H v, 1< EMG
BHH B H CMAP IZIEH TH - 7225 5 HERICHHMHEIR O /MK T 28R L 72,

9B 8HITR AN Y 1HNIERE LIERD D ZX ANk v 2T THRE L T D,
Dayl6 THEIR D V Db EEE 7 1 #id. CHOPINTEND #)22# 36 T 1 » H#&IC 27 Icf%
To X AN VIRBICHED LT, IFRENGHERR L RERESLEL R D,

@ [NBS GPEFHE 2 S REICE 3 £ CoORBHYENIG 7 v — (2022 4 6 AWK A)]
@ [NBS GMHEEXIGF = 7Y X +]
(. KIFR~=—LUR)

<fgHrNDEREICOVTOT V7 — L FHE>

Ao HHFHHOP T T v 2R E LA R LSAREREHIc O WD T v —
FREEIT o 72, ENO SMA-NBS 12 B# 9 2 FERl CARFRE ~ D151 12 2w TRFEA S S
N7 22 % WRICEML 72 GREE 100%), 2022 4£ 10 H 17 HicBZ 2 oY) v £5%
fTo7-DTZOMEZIEHT 2, FEMEA IO W TS B RERTHNIZO, FER
THNIEO%E, EHH b0z hnizA%Z, AETEAVIEIXE LTS,

B 1. SMN2EET 4 2 v —LL EOREF O FRIERTAE IC DWW T
(P7 261TH~P8 231TH)
HE O OO:600 O:21% A:14% X :5%

B2, NBSEGHEFOEEAY Y 7HFOHITIREG L YLy v A~ D5 IO W T

(P8 19~P9 15 1TH)
HE O OO:63% O:32% A:5% X:0%

16
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M2 -D. RFAED NBS BHHERIC 51T SMN2 #5122 ¥ — 4% 2 =2 v — (3 EIEEE
WMRTEDH B, AT v A5 RZBIRE W25 ICA Y v 7 F 0% 5 (bridging
therapy) # EfET 2 HICOWTE I ELFTH?

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

M2 -@. RFIED NBS BFHHERNIC BT SMN2 #5122 ¥ — 543 3 2 v — [ZHIEHAK
WMRTED B, AT v R RZBIRE WG ICAY v 7 F %5 (bridging
therapy) # EfET 2 HICOWTE I ELFTH?

HE O OO:50% O:45% A :5% X 0%

B3, KRBEZ LD LS ICEHRELTWE T4 2 CMAP OB hEE, RIS T REREMIT &
DEIICEXETH?

(P9 28~P10 317H)

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

(77— FAEOHR IO W]

TRCDEHET 80%LL EoFRER (0+0) THhotz, FHEBICOWTIERHD H - 7-fHFT
32 DER IR LT3, 72, 2023 4 2 AR EC© [EBEMERTZEMAE ICN 3 2 5
ER~AZR 7)==V Z7OF5 & 0T )y 7axy baHEEL, 2RI NTY v
AV PEISLEFLZOBIER S 572720, RIGEHICOVWTH ZDONEZ KL 2023 4F 4
HICFHEIEL T3,

(FEr)

TV =PI THAITEG 2T 2 ST 5. AT ICKA &Rkt 2 iRk S 5, (AFRlgG. 50
=)

AT F S AN VRS St NRR e -3 s =
KR SRS HEER T s Bl 2 v & —
PR FEHERPR RS NRR
FRLERfE— RN C ot kR
HEEE KPR NER

EWEFEE FIRAEET N

LT /NN=Y AR R

HE &= FUE KM ERRE  /NER

17
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RREHSERRY: NERARHE

FHR R AR b /NERE
RHRRFERRENTRER v 2 — i/ NER
BlRARY NER

EARAKE R AR m e /DRt

RIRASIR AR A G R FERSEE N R

I R A T S B R AT SR v v 2 — 77 LWHFE T BT

AtHRE R AT N ER
RIFRFRFBER i RE A usert hERS
HUERK ARG 7R E B3 Ch e R
FERKSEIREEIE A 7 v e ) v 7E
BIRRFERA B RITERE N e R
FEERSE NER

eV B R RE /N
MR E AR e /N R
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i

2026/1/27 X

ENF X ;EFc D SMA-NBS otz £ & &

wR BiE 13-4 RAY F—=Rr3T ~F—
AEFH gasomEmA | zascmEms |VREEOTT sponems | geonsscmm | ikonessmi
AP -G ik RT-PCR RT-PCR RT-PCR RT-PCR RT-PCR RT-PCR
BEMER 1585 )i )i 155 )i 15EE%
#He - - - - - 2.5 euros/sample
RELME 2018-1~2019-4 2014-11~2016-9 2016-1~2017-1 2018-1~2019-2 2018-8~2019-7 2018-3~
REAH 4157 120267 3826 165525 103903 42000
GEE:S nd nd 93% nd nd nd
IREBHBAETORHK (P RIE) 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
FWO Bin (hR{E) - nd nd nd 13-24(18.5) nd
ABRETOHK (hRE) - nd nd 15-39(24) 16-37(26.5) nd
EttE R 0 15 1 22 10 6
MDA 0 7 1 22 9 6
REXER - SMN2<33E — FRTOSMA SMN2<33E — SMN2<3aE— SMN=<4aF—
SMN2TE — BRI B 25 0 23E—:3,33E—:2,43 mE—1 23E—:10,33E—:4,43 PTE—6. 39E—:3 23E—:2,33E—:2. 4

EF—:2

EF—:8

aF—:2

RT-PCR: real time polymerase chain reaction, ddPCR; droplet digital PCR , MLPA: Multiple Ligation-dependentProbe Amplification
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i

2026/1/27 X

NBS GtEE GO F = v 7 ) 2 b

15E

BT, BEES. e-mail

FEHE, TDMEA

(INBStEVA—hBIEHEDER | O RIEICERL. ERDOZDKE A BRI H O
O VAV TFARI7—R AT/ PR BEITER | SDIHRELTY, TTYR T FREME TELEFKEE JISVTART 7— 4t 8% 5 : 0120-625-225
(2) %z
0 |&BEAEIZOVDTOMMEEA REAE R ER
O |BEIZDLVTEHEA HETHRENHLCE, RRICARTOZZER
1. RE O [SMN7T, SMN2:EIZFRE RERMEHEER (BUL, LSIAF( IV R RREAFEK, HEKE) BANCZHL EE. REVYITERE (@)
O [FAAVORLIAE O RIE BERMMES (LSIATIVR) (@)
0O |BREE~OR=VI, CRP, FFHAE. /MR —HRE TR
O MEISHSE AR R EER INRISHERR R EAROAFIKE THE RS TR
3)BEZ
O |swrez SMN1aE—# O 0
SMN2aE—#% O 1 O 2 O 3 O 4 O5ME
AAVeRiR O 2t O Bk kil )
O [AREDRE ABREF it O RALRE THA
2. BiEA O |HBEERE REEMAR. ARRBRE REAE N ER
O |@&fEhore)oTER ABRERETHA
O |[#REAE AEERR
O MNEIEHEERRFERE RIEE RS LR KEE
B -RERGRELAEE
3. AREE O |RERMARE
O |EFIH. EBR~NDER AREETICHT THLUTERISICRETS o
O |/1IVTARS I F Dz /g B S 4K MmEOERRER (@]
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