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3. in vitrolREBARE T /L DIER

[EB transform B #EML] SMAT %A 5 5], IM#HY
11, M2 4 oBEFHRY /3R E B L
Too XERE L7k MIEE D 3Rk E B L,
total SMN mRNA ZEEL & i3, SMAT B BAE AR C 0.5
E. MABREMIE T 0.6 fFCThH o7, £FEH SMN
mRNA (% TG 0.4 4%, LT 0.5 fF, EHER SWN
mRNA X IZICO0. 765, O TO.9fFThoTe,
VPA 10mM OB GIC XY, BeERTE B L, SMAL
AIBEMI T 1.1 {0 total SMN mRNA, 1.3
& D EAEAL SN mRNA DFEBLZFRH T2,

[#riEZEHmAa] SMA T BB Il Tk, & ME
FRRHE SIS L~ SN & VR B OB EIT
0.5 % Th-otz, SMAT BUBFHIML CIX, VPA B
LT = = VEERE DFEIZ LD SN # 30 F
DOREBEIZEITRD N2 oT,

[FEIR DI ML, FEMRARAR] SN & o
RIEOFRBEEIT, SMAT B BE TIIFRROIER
BIED 0.2 5 TH o7z, SMA T BIBEHIIZIB W
TVPALM & L < 1E 7 = = /LEEES 2mM DF 512 &
D SMN & Ry EORBEBPERERID 1.7 1
vz,

EFITIRAIEAMK BT IL. CD29, 44, 73, 105 D
RFEDD, X DR 9 BICERE L - E5R9)
BB MIRIT nanog, sox2 DEBAERD-, B
AR MERL T & D IRV BRI, o1k
FEZICHREE LT MR O M
HI L7z, EER PCR 5T MyoD, myogenin,
desmin DFBEERD T, dystrophin BB



EAH BRI ARSI R B ETURII RS (R BRI ESE)
WEIRREE

A L. 21 B BIZ dystrophin Z > /827 & D
B GO, RUNX2, sox9, PPARy. nestin,
ACTAZ, GATA4 X B B/R¥EMERI 2oz, &
BT, MyoDBEANIZ XLV s bRED BT 5 2 &
ZEERA L7,

D. BE
1—1. SUNE(EF D copy FfRtT

2 IR L 2T, BlFOXRKHMAIS/NS
722 Z L. # SUVEETFE (SUVI & SN2 D&
) BEMT S Z EMERETOIT NS L
NEZ LN, £72. SV BEFOREERS
72OV B T, control & Wl L SIVI B ix
F exon7 @ copy Tz (HEL) TWAHEM
INTETE LTz, SUNI HERT exonT $EIKD copy %
DOEENMER I IFESR TE 7228 control & DHERR
ZETIX 7)o 7= (Cochran-Armitage {i [F] & E
P=0.087) . SMNI # fx F © EHE T gene
conversion (SMN2 exon7=ySHMNI exon7) M Z
o b LI BERHESB IR > 772
WEEZ LI, (K3),
1 — 2. MLPA ¥ & Direct sequencing %
7z SUNT AR fRAT

AIEF T 4.6 £V FREEH IR LD SV
BIRFRRKT VIV EZITHE, BE 56 <R
FOEEAT VA EZITHRNTE D L IXERE
BOFREENEZbNTL, TNHDRFERID,
AIEGNIA T VD SUVT BIEFDRKER L,
HH—FHDT LTiE c. 5C>T (p. A2V) ZEEH
TFIETHZLICEY, SV BETOBEE~T 1
TENMADFERTHDHZ & ERLI,

2. W —4r 2 L AHHEREETFD
732

WHAR S — 7 o —I2 & Y B Sz DRP2TE
BFIE Xa22. LIZHFEL., I - FHEICRBET2E
BHET, REFRRERT L2 ) DHEZAEL

TV, BERIIZBWTHERO SNP 23k

HENZZ itk 2o SNP iREDRFT
RN ERRENTE,

AE, WA —r oY —TR S 16 {8
D SNP D H B 15 fHD SNP BB TH o 7=, &K
R =T —2 AW EER TIIRIZ De
novo @ SNP DA, BEMESBRE IS Z &8
boLDOBRERDH DN, FEIO T —RTZE DM
EX@hrole, ZOREAE LTV 2B ZDL
oM, Frz TSEERLERE (0 v b)
BEMoTz), Ty FROERBMEICHEED
boTz), MENT (vy 7)) ICHERS -7
RERBT LN,

3. In vitrolREBFET L OIER

SMA FR# H13k EB transform B i@, EAEAIEA
MBI, MR E ST 52 &2k in
vitro R ET NVOERMEITo T B L7z
SMA B3 i SRR I L IE P B & ERdE L, SMN mRNA,
SMN Z X7 R EITRMETH 72,

SMAT %Y fB 35 B35k BB transform B #IE CTiX VPA
FEIZX Y total F6 L UMEAERY SMN mRNA S 3. &
OHNME 238D 7253, 2 RAL SMN mRNA FE B &
DREEREIIRE S e hroT, SMAT BUERE
H SRAE AR HICE AR I BV TIL VPA, 7 = =)L
Wik ERET5Z LICX D SMN & >3 B R E
EREM L, ThbOEME, L0
BT o0, SHIEL OBEFEMIREHWT
W& HATH Ch D,

SMA B FE T, SMN2 a2 B —H AR P8 W T
genotype MEFNTENELDH -, BEIT LI
YN DROSMEN R D L SN D, 4%
I%. genotype & FEWFIGHME & DBEIZ DOV TEE
HUZIRET 21T o> T <,

ASBEIOFERMNMNS. R U genotype #FH L TWT
b, BE5T MR OREE GRUEEMID - BB
transform B fifi@d7e &)1z & v ANk 5 K&
PERR D Z ERRBE NI, FIRIBREMIE
FIA TV —= 7 21T HBERITIE, genotype D F



BAEGBR AR SRR BERRIT SR (EERBERITEFESE)
REMEREE

BT, AT HMIROTERIC L - THERIK
JGHER R D Z L 2B/ L, BEEIT-> TS
VERH D,

fRIRDOHARERF2EICAV LTV ST
IRV ERIAR X, MERBMEE L E 2,
¥ 77 nanog, soxZ2 BEBNRRDOOENDBI Enb%E
REMAZTTOMIEHELEATHND Z EHREE
Nz, WA TFNALBITH S b-azacytidine
WL 2%HS THERT D 2 LIk Y ik~
— A — MR Db~ — I —ITH L TR R
ERLTEZEND, EIRVTEREIIERH~O
HEREN Z A TWDH Z & LT, 5%,
B RIRE R LIz Al L LT, Mt
SEHEIZ OV TORFEITo T <,

E. 5

1. BRIRIER2 G SMA & R2Wr S iz 2 JERIC
BT SHV SBIRF O MLPA iR 24TV 7 L
D SUNI BARFDRREZFRE Lic, SV BT
D exon FEIKO Y — 4 v AR Tol~L 2 A, 1
BTl exonl ( c. BC>T. p.A2V ) B L K
ML, ZOERITIE, SV I&EFOBEE~
TOEEN SMA DRETHD - LaRrLiz, K
Brge o X 51z, MLPA % & Direct sequencing ¥
2T A LT, fERD Targeted mutation
analysis {5 (PCR %) TIIBWHB 20 2ho7
FEFIZ BTGB AT 2 o T2,

2. SUNBIRFDRIZRI 720 20 FEHNT
Lkt — o h—ic kv &= s V) — AR T
EEMBL TR, BIED L ZARRERETFO
FEICIEE > TR, SH, KER—7r
P —CHRHE &7 16 fED SNP D 5 15 {H D SNP
NEGHETHY . REBETHEROMEERL
72T,

3. in vitro JRIEBARET /L& LT, SMA &
F SRR JERHEIFAE, IRV EMAL, EB

transform B IR DIERLAZ 1T o 72, FpiT, (KR
TEEATRE 7o MK A 5. BB transform B #iE %
BISL92 2 & T, K%< 0B HRMEE R
1595 Z L HEHE & 72 o 72, SMA SR B Skilla L
BWT, A M7 EFAALEESEIX, SN
BURIERBEEBMIEI DT LRS-
7o TNHDHMRE S LIT, SMA DIFHEMER, 15
RIEBRREED TN,

F. RERIRIEHR
el

G. MIEHE

1. BRXFER

1) FHEEMATF. B MR (SMA) OEET
Wk R ETEE 7 20105 16(6) 11315

2) FAMERER, FEEMNT, S, AEE
T FHRE, RKEBEART, HFREMEHZEE 0 7
D14, %L FE, 2012;44(5):31-34

3) WEEMART, THEER, AT, HRED
BB T 5B FREOKE, NERE,
2012344 (9) :1442-1448

4) WEEMRT, BEEFHRE £ 176 BRFEH
MEER FRMHERE, BRRET—%7
v 27 2011-2012, 2011:675, EFER

5) WEENT. FREMEHEEDHR =27V
2012, &FE,

2. BoRRK

1) wEEMAT, DNRWRIRER L BRTRE, K
MNERMES, 2010.9. 26, KK

2) EREREHE, mEMEI, WMEE_. HEmT.
PEEr— = BRepfERR. &)1, BRI, X
I ANRTF—RFEBBETOBENAT ) —=
JIRMTIZ TWr L1872 RYRL B FERIC L 55
BEEA R~ VI3 3F—D 1§, BANE
BIEFEE 56 BIRS-5H 11ERY U7 NEHER
4 2011.11.11, T

3) WEEMRT. FHMHEMEDCDE. 20



BAZHHFHERMDSERERESERRFAFEE EAERERAEEE)
BeftamES

BB N R R A R B JE . 2012.7.21, KFR
4) FREMT, FREVERDZEME (SMA) 2R & IF
D EATRE, SMA KIRDOSBIVESERE 20 B EH]
£, 2012.8.4, HHE
5) FEEMMRT, FENTODISHA~ & L TRFEA~
DOFEHE, HANEREDEFRE 57 HIRE,
2012. 10. 25, B
6) AfRth ., MHEFHRF. FHEMRF, NEH
FEIEF BRI ZENE DR RITIIT D MLPA %
Wz SUVBISFERYT, A AR NEELFRE 57 E
K%, 2012.10.25, Hi
7) WTEE. FRIE—. KARTE. HELK.
BRI, I, BEERF. FENRF. F
BAR, BRARER R ZENE OBKGO®
BERE RO, AARNERERFERE 57THK
£, 2012.10.25, HH
8) AR . MHEE T HEER. THAR.
BREMART, RAREOTIIEHEREICBT
% SMN H&15F copy $xDfigHT, AANEBERFS
% 57 [AIK%, 2012, 10. 27, A
9) EAEEE., WEEMT, NEMRGREOE
BEY, BARNEBRERTRE 57 EIRE, 2012. 10.
27, BT

H. SIFIEIEEDHRE - BHKR (TEZET)
1. REFmE

mL

2. EAHEZR

L

3. £

7L



BAEFG BRI EE M SRR BE R EE B ER BT RITIEESE)

RERREE

B ER 5 0D B A I F B 1 A EHEE DR IR R LB FRIBRT
hHSE  BHAERKFRBEFEEE #EARZFAMN #HiF

MREE

= o — o BB SN BRESID 5 b 5 ELLEDOR], TIOEE =2 —o VE
{BE 0D 7 THEARICHEIE U T2 SEB] & F NFSE B REME A ZEHEAE (SMA-IV) & LTHEIH L, Z 0k
PRIG &BIRFHIMRET, & DICIIREFARET 22 T SMA-IVORL BT ZE L7z, Hbt
TihE 156 FIC ALS ETEE) = = — v VERBZ DN 302 FllIEOWT, H%GFHRANCH
E-BREL, PIRREOEE o —n VEFEERD T TES o —n VEREOAEZREL
7-IEBNE 108 5l (36%) Ho7=. TOH TS5 EL ETEE = 2 — v EFEDH T EAE
oo —n VEREEETHZ LR, BEAEROEE LRI SMA-IV E BT L
FEONE 116 (10%) Thoi-. =0 11 FlD S biEE T ORENE b 9 fillc o
T/NRFRIE SMA DRZETRO NS SINE X MIPERIZONTREEITo 7208, {7
NOBLBFICHEREZRD 2D o7z, BER T SINVEREHT 5 SMA-IVEREF DO KZEK
EFRERREEZR L TBOEAA PO R T TRIE L TV DA, BIRFRIT 21T 72 B8R
9 B Cix 2 BICHRIEREEZH LTV 7 BNTIERI T, EEFIICS 1 HIA FROEAL %t
HHEOHAET, 8 FIN—M LR F - FROBMGEM OB HETFT TRIEL TV, &
HIZZ DI BIONFREEET- 6 fl CEREMES 2 —a F— DR RBELT ORI 21T
5 &1 I CHEEHEREET = o — e X F—DRREE T TH D MEN2 1T PAS6L EERZFR
Wiz, £ 9BON 1 FITHBRAMTONEZ, ALS OFREEZE L T\W\We., SEHE L
SMA-IV & 3B 2 DN EGIBFHIRESN, EEFICbA~TrRERTHY, ALS RBEEME

B =2 —nAF—bEET L WREENR SN

EEAEE

BFEL, FERE— MEATH HFELR
(BRERKZAMPEE @#RARZH)
BOEX, BisiE
(BERBXZEXZREEZREMER ARNA
B - BERP)

HEARF, WEMKF
(EREZFEMREHBEETFERE V2 )

A. BIRE®

R AFIE B REMEATZAEAE (SMA-IV) 1RERIRAY
WICTFAEE = o — 1 EEOAE B LB HE
WTTRDPERERRBLIND. SR TRERL
72 SMA-IV &35 2 b B FEBI D EG RS L BIEFH
EEROFEN I X OHRAIORE 28 L CGES) =
2—a VRBICBITAMEMTEZEET 5.

B. MiRAZ (REE~NOEELED)
YRIZ BV TRE ISEORICES =2 —1
BRI 302 BIOF T, FAHIEE)= =
—BVEBEOHRE R L, 5L O, R
EITCHRB L L1 P L. 209 bz
FREFORBIME LN 9 Fllc oW, EEES
EELD, /IR SMA ORSE CTREERT & &
D SINE L O MIPBRIETF O Tz, &
LIZZDOFTCRIBEDE LI 6 Fliz >V Tidki#E
GHEER = 2 —a F—DRKEET (PP22,
MPZ, SIMPLE, EGR2, NEFL, SOX10, GDAPI, MTMRZ,
SBF2/MTMR13, KIAA1985, NDRGI, PRX, GJBI, MFNZ,
RAB7, GARS, HSPBI, HSPBS, LMNA, GANI, KCC3,
APTX, SETX, TDP1, DNMZ, DHH, VARS) {=->\\T
BRI 21T 72, £/, AL 1 4
(SHN, NAIPSERTH #) THIBRZEAT T,



B4 SR R R &R BEEIRIICEE (SRR B TR EE)
WEMRREE

C. HIRHEBER

Wk, TME#h=a—a  EREOLEEL
T REGII 302 filH 108 51l (36%) Th-oiz. Z D
108 il D F D% DEEIFIZ SOV T 1 IR HET
HERENN T L BEERR  REE2 < Sz 15 #1,
IR, fh R 2 380D 72 17 M3, FETS 12 - 72 31 41,
EAGEB = = —n VEES B L 2 floAF
65 14 (61%) IZFEERAYIZ ALS & 2T L1 B ERI T
Holz. BEBFECTIER= 2 — 2 VEE
DFF B UTRERIL 16 Fl (14%) THV, =D
e 5 EULEDOM, MEMRETTHER L 11
Bl (10%) % SMA-IV L EEIRBWr L7, 209 biE
BFENT ORBENE S 9 Bl OV TCERRE
TE DT

H1 FHEESH-—1—O EEOHHIOLEGIF
(n=108)

BA5- BT EL

followh
(53R
4%{n=5)

followh
(5ELLE) 7
10% {n=11)

O BIDEEARBIT BN 2 B, &t 7 B, RIEE%
B LD 2 ER 2 FR (MFERE BERANK
BEHEEER) Thotr. RIEFEITIEY 54.3
W% (38-T2 m%) T 30-49 #&A% 3 B, 50-69 iS4
B, 70 LA ED 2 Bl TH o7z, FIRIERTIT 1
18] 203 W AR S R4 F PR L A BB AL D5 TR, 6
B2S 118 - BGEAL AL O FHET, 3 5125 —1
THOERMLHEMOF IR T2 2 Lz, Rk
1% 5-10 4EA3 3 ], 11-15 4EA5 3 f4], 16-20 £E23 1
B, 21 FELLERRIE LB 2 Bl CThoTe. BIE
O ADL A2 DWW T 4 fl28 B STAETS | 5 IS ER45
BIETET, 2 fICREDHETEE 2RO . Bl
& OREFNT R o7z,

LLED X5 72 B8RH] 9 FliZOVWT SIVE LD

MIPBEGET DN 2T 128, hO&EEFIC
HERERD P oT.
Z DWW, FIRBD 720 53 Lotk 3 i H i oD 7=
W L7z, SEIECEHNIT 38 7%, Z&& TROmALAHE
mwﬁﬁﬁTﬁ%ﬁ,%&uW%Tﬁwmﬁﬁ
THREIT L7z, 41 mE XY B/ CoRSIEEE,
EREOHIMET SR L7z, 4 BB REOFT R

IAE TR R T /1134, EESRALAILS,
EROEAAE 4, TEGEALH L 3-4, EALMHIX
0-1, EMJEAIL 4 ThoTo. FNETH TIEL
RIZAHZERE R b o 7. BRI U e IS5 ~ 14
KL7z. ST O3B Er v 7 LR S
Bom AT TET. HIERPS L ORREREE LR
ol SHHERMRE TikA B TSR, A RBE

B TSI L OB REM AR D, 1§
%ﬁ%%ﬁﬁﬁm&HMLk.wﬁﬁﬁﬁﬁm
M7= AEH L-. JECERTO ADL (3RO
DYE D HERERET, HEEMH O KT oM T
EE - EEREE - IR RREIIRD TV 2RD -
To 3 DR EERE R X ORHE A PEIUNE 2 38 7.

TR TSR L U I SV TR IER T
AR OB 2R, RIZK CrifA MR
BEORELZRD. —HEREFET IRAMET
{d Bunina /MERIIERO b o7z, IEFETIEE
THREZIC b @ EE ORI & 58 7=, TR
K TIIAREEMBOBEENBAL LTEY, kK
Twraryr—URHMA SN, BOERMR
BRI R AR MR 72 Tz, FULETE O Betz
IR DB B> Clapofo. etk
T CHD.

A Bl DO#FFEC B SMA-IVIERF] 11 o H T D[R
Bolni 6 flCEEBE= 2 —a F—DFE
BIRTOMEBHIRBEEIT T2 & 25 1 BT MFN2
(2 P456L R ARV, EFOEKRGE LITIC
LY. 56 DM TRIEFRIL 50 7% TH LK
FREMOEEEEE CHRAE L7z, 51 myIZRATA
v, B - BRI KOS MR T 372 <,
TEFHOIRETEZAMG 474, FRE_EH 2.2,



FAEFBRFRRB SRR BE TR ETE EHE BRI EYE)

ENe)

LRE=8A/ 55, BuEERS 2.2, FHEEOE
& 070, BFRIEL 55 WiEMEF 171,
IR 55, /NMESMERS 55, TR K
Tidiehrofe. BERF T i =i B L Ok
HHTHEL, AHTHEHLRO . BERE
ERLUCBRWREE I /2o, EEOHH
R TIIER 2 ICHEIT L, 52 IERFICII WIS B R
T Do A LR = B CHRRHE SR I 2 78
Wi-. MHERKRETCIE =A%, bk ES,
LR =ERE, RAFRER, BEHETBLOE
RHEJE f5 TR S3CBE D FERL S N T R RIS
{LZBD7z. —75, MSHFLIEH-CRBRIDEE R 1%
EEFRTH o7z, BUE S ERAE RN AR
372 <, BMHTARETH B.

D. &%

AEIOBRFT, Y FALER = = — 1 VEMRR
DHzEE2 L TWIER S ZD%OKEBT, Z0
% < DAPIRARE0ME T REES DR OB 214
WV, HOEWEEGES = VEREEL,
ALS L2 LB D RERITH - I=. BHIDFEBED &
TRE LT Z EIXEEET, ALS & DRI D=
DOIITRBEZBILERHLE NS, —F,
VIR O TAGEB = o — a2 EEDO AR TREY
IR L P 0 BV SMA-IV & 2l L1823 56 b
FEL. HL, ZDOHEBRO SMA-IVOER T
BEEFICE/NERED SMA-1, I, MEiTR
2o T, Flo SV MIPEREZES SMA-
VOMEPITIIFERELE L, MAxHETRE
VAL AL D T CRIES D REBI KT
HY, HERSMA-IV & ILEFEZAIC S BE R EH
ThdHZ enbnrolz.

LI TIER = = — 0 VEBEOH TEH
RRIE L7 EFI T ALS OFEEEZE LTz
T b, BEFEOBRZWIEIN 13 LA EE
=a B ERERE T E RVEGRTEET S
TEERRLTND., LOLZRNGEFD ALS @
SR EEFT R CER¥ B Bunina /MEIZER SO 72 v o 7 =

RHEE

LiT, BEO ALS EORFBIZONT LR DL
WEHR L. £, FREHEZIZOVTITE
LR ARFIRMNETIED 5 PR EEES = 2 —
aNRF—DBIETFREEHT 5 MA-IVEFIRTE
D2 LITER = 2 —a SF—DEF IR L
ATEFEHETHHZ L ERLTVAS.

E. #5i&

SMA-IV & L CERIRZZMT L1582 JE BB I3 m %
HIZ BIEREFIC L BEEES = 2 — o F—
RALS ZELA~T O RERHTH .

F. RREEIRIER
2L

G. HIEHEK

1. EXHEEK

7L

2. FRRRK

FHRE—, KATE, HRENLEK, HHSE.
LBRHT BV TR REME IR BEHEIE OB WT B & i 72
U7 SEBI O RFT. 8 52 [E] A AR 2 A2 A,
TR 244E5 A 19 8. &4

BRFES, FRE—, AT, HELE,
AT, FHRNRT, TBHA5E. RARE
BEVERZERIE & B 2 b 2 YERHEG DK S &
ERZFERIE S OMRHT. 55 53 Bl B AR EA M
K&, PR 2445 A 25 H. HIK

mFES, FRE—, KATE, HEkH,
WAMEXR, B, MEEHRT, FHENRF,
FEAIR. BASIETREMER ERE DR G &
BEREREROMYT. BARNEEERESE ST H
K&, FRk 24410 A 25 H. B

H. BB EEHEDHRE - BRWKR (TEXED)
1. BHFRE

2. ERHEREHK

3. Tt
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RETRHREE
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MEREE

FREVERHFMEE (SMA) XL, WL DD DGR Z1T o 72, SMA OB HEAH MRT 135
BEERNLFREZR L, BMRRFTREZELZ EBRFARETHDLZ L EZ RV L, MLPA
EE R SMA OBBTRWIE, SvL, SN2, MIPERT O 2 ©— e BEICEIT X,
SMA DBELETZWIEE LTENZFEDH D, SMA OFRMGHREE
BICiL, BIERT CIZ L TFROEBEMBED L TWD0It L, 11 BT TR THL
D, ITHITIE, FL L TRERMOBEMRARMEOMBEMIE Z 5 RN H 528, 11
BICIIREMPR OB 1IRR SNgh o Tz,
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HEHEE
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Rtz s— Flk DNRHER)

RRM  ORIMTBUEAEIIEY - BEERN
Rro4— Filk BEFREDHE)

A. BIEEM

1. FBEVERFZENGE (SMA) O EH&AHEEAT R
SMA (Zxt LC. W BRYIZHEAT L7 B#/ MRL &
BRET L, BB EBERE RWETZ LR TE 50
EDmERET 5,

2. Multiplex ligation—dependent probe
amplification (MLPA) 1£% V7= SMA DEET
2ZW

SMA DEI=F2Wr Tl SUVI BIGF DR LD
RNETUHATHY, SOIIRRE RERDES
~TOEEOFREEEE XD LB T —K
DOREFTRAME L 705, Fiz, BEIEE & OB M
2 B TIL, SV2 BT MIPEIGFDO I E—
BRI N EETH D, MLPA BIZFEREMICZEINL D
DEMETTZ L TRY | ERICEEFREICES
L7 iRkBR & wET 5,

3. SMA DRAEMHREEE BT DRt

SMA 13 F BERT A IEB PR AR DS - K&
Bl L, RERIEERZN D B ERER T
EEEINDZEBH D, SEMREERE
(NCS) 7> 0> SMA DRIEMRRIEE, & ITEFERRR

EEIZOWTHRE LT,

B. IEAE

1. SMA DB H& BT R
SMA & FEEZBI SN TS 9Ol xig L Liz, fh
AZWr T1 38FRM . STIR 0 TRk ~ KR~ TR
DAT AR L THRETEIT 72,

2. MLPA ik% F\\ 7= SMA OB (=T It
MRC-Holland #:> SMA f MLPA f##T v b (P021,
P060) ZfEMH L. MLPA &8 Z 72 o72, ABI
#E 3130x1 Genetic Analyzer C MLPA EEMID 7 <
T A M ERZ RV, BIEORFET TV
—heHWTa = e 77 7k i
ST, UYL T TN TIE, BEEER 12 4]
ZET L TR BBEDOS VW a — e /KoY
IERWE,

3. SMA DRIEHRMEEICE T 2 1RF
2001 4 9 H —2010 4F 9 AT M BHT AT L 7= SMA
156 (B :4&9:6)&xt5e Lz, 1864 II
110 BIC, 26 SV BI5T exonT &R, 14
1 C exon8 &KL LTz, WD NCS D)
B, HEE) - REWHRCEEE MOV - SCV) . R
B - REERIRENENL (CMAP « SNAP) ., F I H{HR
HE (FO) Z4FE@B=ay ha—L L,
(¥R~ D BLRE)
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RETTEREE
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FBEREEOFHREIZLY, XEBICLIAE
/T A CERETBEIEZ{To TV 5,

C. MIRHER

1. SMA DEFE B EEETA
SMAT B & SMATT BLiC B W CEHAREERZ2ET
BLEERWE L, ZOFROBEEIZOW T
THTH B2, RKETRIEZER 2 MGES H 5 & [F
RRZ, SRBE D THA ITRRIZBIT HFHE
WWHHERLRLAREMR S D,

2. MLPA iE% FAV 7= SMA D=2 WF

A —H—OFPAEIHR > TR Z 220, EAH
WCRFRERNME DN, @x O a0 —T PR
EITERBE»LZ2DDE L 2ENR LI,
SMNI, SMNZ BBFRERT 0 —T [ SUVI, SHNZ2
BaFEEBETo—7 | OBREREHICEET S
TEIZXY, A —EHENHDICFRE TH o 1,

ZAVE TIZ SMA B VWVEE 1T A2 HOWTHEB T
PR B IRV 94 T SVl EZF=0 a3t —L&
721 . PCR-RFLP JEIZ X 2K HIE & b afT—
B L., SMA LW L7, 2D SMA BFE 94 D SN2
oot —#d, 64833 —, 34AN4
E—THh Y REITATE D DAV LRIEFES O
BOIA, #FZMA L a B —EAZ 0T O
FEWZ 72 AEMB R b, 723, HDIEFI T,
SUNIEIEF DT VT e SUN2EIRF DT
VT ~DERGHI IR B AR F RS R 4T,

3. SMA DRMHEMHEEEFICET e

MCV AT T8 3 /5] (60%) (= 541, CMAP @
ERHRET 2 CHE Sz, 11 BT MoV
KT 172 <, CMAP }& Ulnar (p < 0.01), Tibial
nerve (p < 0.01) THEHFRINZEMIZIET LT
VM2, SCV AR TF R0 SNAP IR T i 3 1 (60%) 12& b
nen, IIETEIW T bEEsNRNho T,
FOIX IR TII ETRRE bICiED LTnh, 11
HICGi Ulnar (p - 0.039)., Tibial nerve (p =

0. 031) CHEFHFEANTELL R BUL B A BT,

D. &
1. FREMHEEEOBEFEEETR

2. MLPA ¥EZ AW HFMMHEREDERET
2

MLPA ¥EIX, SMNI. SMNZ, NAIPEiz¥ D =2 B'—
B R AT C & BRI ERED B T2
Wik LCTENEFED D,

3. SMA DRIHFIRFESR IR T 2 Mt
SMA I BZ 31T 5 Tk CMAP %° FO DD IE, &
BEEE R RO LM - HRPPEAETH D Z
EERTOIK L, 1T B CIEsh s o
DR TRTHID, 1 BIZEIT 5 SCV R SNAP (K
T, F& L TREBEER ORI OBIRE
PEARIR T 528, 11 BTk NCS THH TR L
AL DREFAPREEF L2,

E. #5H

1. SMA OB EGAET R,
SMA DB &5 MR XMW R T R 2185 Z L 037
BThs,

2. MLPA ¥E% FV 7= SMA D& =26

MLPA ¥E1E, SMNI, SMN2, NAIPEf=F D2 —
B BRI C & BRI EMRE ORI 72
Wik & LCENZFED D,

3. SMA DARIHHRIEFIZE T Dt
SMA I BUCid, BERT TIZ L TR OEBEAN
B LTCnaolextL, TR TIX TR TEYD,
[RICUE, E& UTRERBEORERHRME DR
REMENREE = D ATREMEDS & 543, 11 BICIURs
PRI D EF TR0,

F. RRERIER
R ER L

G. WIERE
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1. RIS

FFRLEER L

2. ERMEER

FretEER L

3. it

Fret:ER L



BAFBRFMERHD SRR BERRITTEE ERER BRI FE)

WERHREE

HHRIEHEREDERKERED

7]

ST, SRR R HIEERDIRE,

NILTOBARBEDIRAM Oy FREAT 4T R

BRI

E R IRILAER RN - NRARERE

MREE

Wbl DmEEIT o 7.

YRR 22 R IMEE BE A D FREGERECSMA R 1 Eflcxid 2507 g
(VPA) ¥t 5 D 5, High-Resolution Melting fi##t % H 7= SMA OBz OB
FLSMA IC X A MB KT 5FHEABNEEY 7 — MEEH VR ba 7 0 —FEHA
Bt SMA B3 Ot 2 #d U7 ER 28 FE I MR ERBOMEHE~—I—IZBET 2
AT, SMA DD R E B A 5T 2 iE U7z Bk 24 X, SMA 12335 VPA B 5
DA By NAET ¢ BRE L. SMA ORBAENF - SARHER FEBMIT 2 & £ 07 H

HEFRE

FEEAR, Indra Sari Kusuma Harahap, Dian K
Nurputra, Imma Harahap, FJIl &, ILAKKA (@
FRERFREFHAER MM EESR -BEHNZ
BE EESH)

WA R LR, RFHREA, BEREE, f5E
=83, #E o (ELmREETIRILRER A
AED

THEBE (ELREHBESHER NER)
HERE, A8 (EEERKE ERTD
WAV B L, REfRE BEEE (BREREED
BILKER UNnEUTF—2a v

# OBREEZE S ERMEHEREE M) &
BR1EHIZ®F B30 T OB (VPA) I 5 D5
A. HHREM
i (BEG) B # 1R I VPA B 5 %1To 7=
SMA B!ED SMA IR - #HAEFTR, SMN &85 %
FHET 5.

B.ARAE

FEFIT 6 % 20 . SMN1 &5 17 KX 2k, SMN2 E{5
F1EEL,SMN2 1T 3 =2 B — JREIE BT
T HEC, XM NPPV fefT.EEG THMRIEA~FATEED
\Z spike 7o KR E M AR (HEE~ DR
FE)SMN FEHTICEE L4 K2 HIRE B A D&

7.

C. %R

VPA25mg/H T#5-5A144,10 A T 225mg/H &
L7z 1= 100mg/H & L7 VPA ¥ 5
% EEG 2 % 13 % F L 7= 2 modified
Hammersmith s RERTESNE 71 R E(MHFMS)
BA#ART 1/40,10 A 1/40 & R, B & 7 MRk RE
OtkER UK A mEkE Az RT-PCR I
X BRI TIX, Full length SMNFL-SMNERE.
W BRI LA T 00, A 7-SMN &
T, Total-SMN 38/ L7=. ASF/SF2,hnRNPA1
B b IMER Th o 7.

D. &%

SMN,ASF/SF2 hnRNPA1 #5513, VPA # 5.1z
LAEBEZTI- L EZDRDN, KA AR
TO SMN &EHOEMASERRTAME L~ LT
@ SMN ZE A DM % KT 5 DB DOHETER
PRIEAR A DR, FrE R~ — 0 — D%
EDRHETHD.

E. %
VPA |X SMA {BIEE L L CORLHFTE
L0 FHLFEOBRFIBMLETHS.



