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RPN ZEMEE (spinal muscular atrophy; SMA) i, TEBARTAMBROLEM: - BRI
Wy, ERR - WG EREN OBRITHOHRRET - #FiEL2 £ L 2 RCHEREEMHERT
»5, BREFRNIEREEFLERGCERE L2, M X, REEBHLERERCIY,
BEERTHS 1B (BUFRFENRL), PRARTHS 2B (BARSTE, $T78E0
2L), BERTHS 3B (BXHTRE) O3 o0BERESRENS,

SMA DFEEEET T 5913 FIKICIFET 5 survival motor neuron 1 (SMN1) MEFT
Hb, M BEFRETI V1068 L07425 38kDa D SMNEAEZZ—FLTW3,
SMN EHIIHT R b—3 A, RNA U, BEEE#HZICBEboTWB IR TVAED, £
DBRIIRIH B2 25 TR, 7 5q13 IRICIE SINL BIRT LA RHED R
SMN2 BEFBEEL THE Y SN2 BEFII SN #iEF L A—0EBAZI—FLTW3,
SMNL =T & SMN2 BETF OEFIOFEVII RN RS F A 2 FIZRBER TS, SHNL
BEFPHIRIFELSED nRNA BEEIND DIZH L, SMN2 BETFHRO b OIRERSY R
TV TEAF S LI oRNA L5,

LA L. SN2 BEFHH b THTIEHDBEEDH D SINERPEESNTREY.,
SMN2 BT ORBREER~OEERHBRIN TS, E70. SN2 BEFO2 P—EKiTik
BAZRHBZ EBAD>TVD, T TCEPFL T, SN2 BEF & SMA DEEFRIER
OBEFREHLMTT B, 27 A SUNL 2 /KB L7- SMA BE ORI L SN2 = %%
DERE R LT,

(5 - 2]

SMNL B FREDHDAARANSMABE 27 A1 11 A, 28 14 A, 38 2 Ao
WA 7 —b Fares b&B-%, HFML DNA 2 LA, SN2 BETFa2E—
Bi3BESY 200 SN BEFRY 2 2¥—5H5BEF L LT cystic fibrosis
transmembrane regulator (CFTR)M{ZF & % PCR CHIHE L7-%%. Gene Scan ICTEEL
SMN/CFTR HEEHTDZ LK VRO, T, PR PRV PR KAICAWVW D
DNA B%E=F —757DIT, SMN, CFIR BEFZFNEhIZ PCR IBBEY OV A X TE
WERERTE ANTIERELER L, BAMPR 2Tok.

ZOFER. BERTHD L BEEO M2 B#EF I —¥OFHIL 2.240.6 THY .,
PR BERTHS 2B 3BBEOCIL—HOEETI. 14203 Lieofe, 1 BIE 2,
SEIL DM T " REEIToRLIAFEENLZ L DB (p<0.01), SMN2 BIEEFaE—
Bl SMA BEERERICIIERER DA Z L BEL MR o, LLARS, 28 35S
FHHLB M REF % 3 2 —LEE-TEY 2 2 —UTOBEEIHED bhzd-o
DT L, 11 AQ 1 BBFDS L3 A M2 RETar—%K% 28 3BBELR
BRIZ3abt—F LT, ZOZLIESM2 BEFORBRIIEBEZ LICR2 DAY
R LT,

FIZC, 1 RIZHBED LS SN2 BEFE 3 2> 1 BF (Patient MR) oW
TREFEE SO EBBEF 2 BB 21Tol, TOFER, Patient MR jE 3 = °—
DOSMZBEFOIH 1 a—BRAXRTRYO 2 a ' —REHERTHI L RTFES
hic, ZOZ LIXISMWNBETFOTue—F—FRICH D Agl-CA SEENTIC L 0 BT
b, E HIZ, Patient MR @ SMN BIEFORERE RT-PCREZIC I o TRE L E Z A,
FEEO SINmRNA IZ T DT RELMREBELTORVWI EBHAL M Ro T, i,
RT-PCRIC L » THIB SN BN E T A L7 b~ U AT & » THEH L7 fE 5. SMN2
mRNA ICIXER - RERRBEH SRAh ok,

[Z£]

AR T, BEF I E—HMETIC X o T SIN2 BEF 2 ©—50 SMA DEEEEFERIC
BT ER L, TORRIIBRADANORE X DIFOREL—BT5, L
ML, 1 BBEOPICH 28 3REBED SN2 B#EFaE—BE2FT3HLBOLN.
SMN2 BT = B — B DA SHA DRBEREL TV HO TRV EXFRERT, =
OFRERWTEALTYH, Bt &z real-time PCR % AV o o B — BBl L 7= o fEER o
WRERLFBE LRV, T, SMA DFEUZIT SMN2 BEF = B — 3 OMIT SUN2 5
FEEENODBEARBRIEIBRE. FIZIZRNA R 7T A 0 Tl ¥ O OREHE
EXAEboTWAZ LNEL LB,

SMA EF N~ 7 AEMER L, SMA DEERIZEBIT D SUNZ SBIZEF DOREDENZHOWTH
LM LEBELDHD, T U REKED SINBEETFERESE, £ O SN2 BIBF 2
AL SV A 2=y I v U REERT DL MAEFASTRERD, SMAEF V<
U R MRk RRRIERE LV BEOY Y XTI BHICRBIT 5 2EE0 SINEAITDT
NZBEHINEIN, BEERVATRIEEACBRHENRVERL Lo, ZORERIT
Patient MR T5ERE D SMN2 uRNA BSHEFEITHRVWEREFE LR,

SMA DIEITIZ SMN2 BET1BH LV E < OBERAY R SN BB ERB &2 L% 8
BE LTHEREA TS, EBE. in vitro TIt Htra- B 1. sodium butyrate.
acrarubicinE R M2 BEF P H LV B RELEDORNAZELETE 3 LOBERS B,
IO LEREDOP, BEILO SN2 REF UV —KEEBTX2Z LT M OKBD
BRICOH BT, 5% MA OBEICEbo TV b0 EELILNS,
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(UMM HEBEOREESMN2AGFAE—HDAERE:
SMN2BIEF3AE—HBLTLTH, BERERILLY)
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R EFEOREE

2P BEME I 2EHEHE (spinal muscular atrophy; SMA) . FHEai AR O -
BRI, R - WA HEMOETEOGERET - £EHE2 £ 28 E
PEXIR MR B TH S, SMA DBEHRTERGELERBEHEREL L0, TOR
R EFIT 5q13 fERICEFET 5 survival motor neuron 1 (SMN1) EEGFTH

o T OREIRITIE SUNL RS TF & AR E L SUN2 BEFAFEL TR D, SMN2
BETFIESINL BEFLRE—OBEAZ I~ FLTW3, SUNL #ET & SMN2 &=
FOEFIOBVIIRNA AT A IR ET D, SNl BEFLLIITELED
TRNA BEEE SN ADIZH L, SN2 BEFHEOLDIIKBLINRT I YV THR
Xy FULEmRNA £ 5, L, SM2 EGEFRLbOThTRbIBEEDCD
5 SMN EEBELEINTEY, SMN2 B FOBKER~OREBRBERINL T,
B, Fiz. SMN2 BEFOaU—EITIBEAZERH D Z L B0 hoTW5, B
F5H1%, SMN2 FETF & SMA DERFREROBEEZB LT 570, BAH PCR
A AVT 27 AD SMNL % /K38 L7z SMA BB OREL & SMN2 = ' — DR ok
L1,

oo BT SMN2 BT a v —BEBES ) 250 SWEBEETRU2 =—5
5fEF & LT cystic fibrosis transmembrane regulator (CFTR)®Ef=F &%
PCR THEME L 7=, Gene Scan IZTEREL SMN/CFIR lEZBH T2 LTk YK
Wiz, Fi, PCRMRFE VPR FISICAVWLNI- DNA BE =% —T 5701z,
SMN, CFTR B FZ I ThIZ PCRIBIBEY OV A XTEWVWE R TE 2 NEER
ZVERL L. BEARIPCR 21T o7,

FTORE, BEERTHS 1 BBED SN2 BEF 3 D FEHIL 2.240.6
THH., PEE, BERTHZ 28, SHEEOa—KkOFEHE3.120.3 T
BHotz, x*BETHEOMITIIEEZ (p<0.0D) %Y, SN2 BT —%
L OSMABERREER MBS H AT L FBAO ML, L LAY, 28, 3/
BEIEE M2 BETFE2 3 —LUEFEoTRY 2a—UTOBEIRDS
Nhosl=0ilxt L 11 AD 1 BBED 5 3 ALSMN2 BIEF 3 B —%x 28,
3EAE L FREIC 3 I A LTV, X OBFZEE Bid SN2 BT DR
BBREZLICELDFEENE R LT,

FIT, IEELRIIECLELLT M @8ETFE3at—’Fo 1 BEIZo
WTCESIZETZ1To7-, ETEEFRRAEDLBEFa—EEFT T2
ER, IOBEEI IO SM2EEFOIL I aC—RRXAXTEVD 2 2
P EEETHAIIEETFELL, 0L SN ERFOTaE—F —48
iz B Agl-CA SHERITIC &V BT 72, ¥RIZ RT-RCR 512 X 5 mRNA I
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WTHHNL, Z0OBED SN2 BEEF5I3TEED SN oRNA X< b Hh7i
BELUMERBELTWRNWZ EEELMILE, £/2, RT-PCR IZE - THIEE N
EmEFA LY bP—7 TV AT Lo TR U, SMN2 mRNA IZRIER - REDE
WIZERRERLTWA, DT 2 SIN2 BETF = B —HUT—iRAYIZIT SMA
DOEEFEER EHE L2 C—ERE VI P BHEERIBETH DI, izt
—HRZVIBETHTOBENEEACREERN BV ESREEML 2D L
FRE LT, BFEELIIZOFERE LT SM2 BEFHEESIN TSN ERICER
RXNBIBE, L2 RNA A5 A0/ OBRR SMOBEEHERZE X
Toe ORI, SMAEFAT RO M BEARERE L BERERZBRLE
BEIZBWT, BERYYRIZY SN BAORENDRWEOHEELFE LR
WHDTHoT,

ABTIT, BEF 2 T IZ L o T SN2 BEF = ©—3D8 SMA DEEFRIE
WEMET A Z L AL Uiz, 2RI SN2 2 ©— D AR TE ORBRKIE
REBMPTERVWVILHHIEEZTR L RNART S 4 v FliER PthoBER
EE OS2 RH U, SMA DTEHIZIT SMN2 BEF 525 & ¥ £ < DHEERY2 SIN
EATRBITIIEFENELTHENEATEY, B, in vitro TiX
Htra- 1. sodiumbutyrate. acrarubicin 7S SMN2 BEFNL LV ELL RLE
D mRNA 2 EETEDL L OBRERH D, ZIHV o mROP, KR, SMN2 &
GFEN M DEEEZ2RETAIERFTHIZEEHALMIL, I HITSMN2 &
BFORATSATDHYEN M OEREEZBETHAEMEZ D TRL
72h DT, MEHIERERBDS, Lo T, KHFEEFIIHLE (BEF) L LTE
REBLIEERYHDLBD S,



