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Fig. 1  COP-PCR amplification patterns.
COP-PCR clearly distinguishes three
genotypes: SMNI(+)/SMNZ2(+) (Pattern 1;
SHMNI and SHNZ retention), SMNI (+)/SMNZ
(=) (Pattern 2; SMNI retention and SN2
deletion), and SMNI(=)/SMN2 (+) (Pattern
3; SMNI deletion and SMNZ retention).
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{A) Normalized and
shifted melting curves

(B) Normalized and
temp-shifted difference plot
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Fig. 2 HRMA data of three genotypes.

(A) Normalized and shifted melting curves
(B) Normalized and temperature-shifted
difference plot. HRMA distinguished three
genotypes: SHNI(+)/SHNZ(+) (SHNI and SHNZ
retention), SHVI(+)/SHN2(—) (SHNI
retention and SMN2 deletion), and

SMN1 (=) /SMN2 (+) (SMN1 deletion and SMN2
retention).

D. BE
A, Foald, FoBREHE-DNA flit & PCR
I EMABDLED Z 2Tk > T, EMA
SHNI-/R SR S AT e feSE Lz,
LR ML, B0 R, e, RAERB L
VoA MNHET, FRAMTH D, T, WEEK
1fi-DNA iZ . PCR 5% & L T4y 50 DNA % Hufs:
THZENHED, ZO XD AT, MERIERK
M-DNA (. FERICHRARBZE Y — VIt b,
F 7o, COP-PCR YEIL43 72k o 7 Hiulsk
D DNA A7V —=V B LIEFETHY,
PCR-HRMA ¥EIZREBOMEZ T O REMEAZ 7 U
—= VT L FETH L EEZ LD,
A, SMA OIRFRIEDRESL & & bz, B
PWDTD DAY Y —= 0 TIEBLEITRD
bOEEbND,



BAGBHENEREB SRR ESEMALMREEE EEREERFEEE)
M E

E. f&H

SEIOFFFERN S | BRI KMm-DNA % H
V7= COP-PCR %=, PCR-HRMA {1, SMA BB 7 =
V== TICERTH 5 L ST,

F. {EEEfEIRIER
RRTERER L,

G. BIRRER

1. ERXFER

(1) Yamamoto T, Sato Hideyuki, Lai PS,
Nurputra DK, Harahap NI, Morikawa S, Nishimura
N, Kurashige T, Ohshita T, Nakajima H, Yamada
H, Nishida Y, Toda S, Takanashi J, Takeuchi A,
Tohyama Y, Kubo Y, Saito K, Takeshima Y, Matsuo
M, NishioH. Intragenic mutations in SMN1 may
contribute more significantly to clinical
severity thanSMN2 copy numbers in some spinal

muscular atrophy (SMA) patients. Brain &
Development, 36(10):914-920, 2014.

(2) Harahap NI, Takeuchi A, Yusoff S,
Tominaga K, Okinaga T, Kitai Y, Takarada T,
Kubo Y, Saito K, Sa’ adaha N, Nurputra DK,
Nishimura N, Saito T, Nishio H.
Trinucleotide insertion in the SMN2 promoter
may not be related to the clinical phenotype
of SMA. Brain & Development, 2014, in press.

(3) Kato N, Sa’ adah N, Rochmah MA, Harahap
NI, NurputraDK, Sato H, Nishimura N, Sadewa AH,
Astuti I, Haryana SM, Saito T, Saito K, Nishio
H, Takeuchi A. SMA screening system using

dried blood spots on filter pater: Application
of COP-PCR to the SMN1 deletion test. Kobe J

Med Sci, 60(4) 2014, in press.

(4) Sa’ adah N, Harahap NI, Nurputra DK,

Rochmah MR, Morikawa S, Nishimura N, Sadewa AH,
Astuti I, Haryana SM, Saito T, Saito K, Nishio
H. A Rapid, Accurate and simple screening
method for spinal muscular atrophy:
High-resolution melting analysis using dried
blood spots on filter paper. Clinical

Laboratory, 2014, in press.

(6) SaitoT, Nurputra DK, Harahap NI, Harahap
ISK, Yamamoto H, Muneshige E, Nisizono H,
Matsumura T, Fu jimura H, Sakoda S, Saito K,
Nishio H. A Study of valproic acid for
patients with spinal muscular atrophy.
Neurolohy and Clinical Neuroscience, 2014, in

press.

(6) VERAZE. FREMEAZMEAE(SMA 15
(infantile acute SMA. Werdnig-Hoffmann J&%) .
SMA II ! (infantile chronic SMA,Dubowitz J5)].
H AR BraEsd EREE S U —X No. 27,
533-537, 2014.

(1) BERAK FHUEGHEWE BEF2E
OIREMEE T BANIRIESHES,
118(9) : 1315-1323, 2014.

2. FRER

(1) Nurputra DK, Morita H, Nishio H, Tohyéma
Y. SMN is essential for the HDAC6 mediated

tubulin— deacetylation in fibroblasts. (%%
61 Bl HAAEALFRTRIEIE AR 2014
E£5H1TH (1), &% REEEXRT? E5E
p43)

(2 iE#Ee, EEEMN, BAREF EREER,
(AR AN, BERAIE. SUN1 BT exonb IZ
frameshift ZR A O HBEMEATZEMEE 1 20
—fl. (55 56 ElH A/ NEMR SRS HEF:



L2 5 VR SR 70 B B G e TA IR B SR AL E R 3 OMETA TR BB AL BF9E 5 3
FFE 43 40 4 45
201445 H30H (4. &% 77 hT qik
kA BEEIE p4dll)

(3) Nurputra DK, Morita H, Tohyama Y, Nishio I
HDACB, a new therapeutic target of SMA, work
in the downstream pathway of cvtoskeleton
dynamics. (H A AN RS 59 R4 2014
FILH20H OR), &8 20"/l
HEE  p258)

H. SIAOEAREMEDHE - BERISH
1. RS

7L

2. FEHHGEG
L

3. Fofth
Bl



MRSBE  BEAE

BEEFBFFET B EERIEREEEMMMEEE EHRIEREBEMIEESR)
RS EREE

BFREMEREEL 7 b KICET S8R
EiAEEETIRILARE SRR - DERABERE

HRER

TRV RS EREIE (SMA) 120 B R BN AUIC L BRI E DO ATEEMIZ DOV TRENT 2 7290,
SMA B 11 61T, MIRFRT N, M¥BEERREIE L. 2RES 26 (R b oA E
33.2~2260. 0 umol/1 T, FYEMA R 2 T\ 7z 12 R T, mFEIL 100mg/dl R TH o 7.

AR D =R NF—EED, SINEE, WK, TRICEET DPREDPLETHD.

HEHEE

WARFER, REfLX (EiRR#EETRLER
JNEYT—LarE)

W (BiREHRETRLURR BREHE
=)

BARER, EEEZE (ERREE TIRILR
e MAEAH)

A. BIEE=-BHM
R EEREME R BE(VIE, TAY AL ~—)F, 3
—F LV URE VS T HREEREEBTIE S b

BOFIREBEH T 2EDIMEPRE SN TVS.

7o, FEEHEMESCMA)ETT VU X T
FIEEERIC L2 AFHMRER’RE SN T
W5, AHETIE, SMAICHT ARBNMAICL
BIFREE DO AR OV TIRETT 5.

B. BARAE

BAICs 3 2 ERERINED = », FHMD
FEERE 11T, MRFRT b AR, mbEE
BIE LTz, SREBEOEEIL 3~42 %, BHE6
#l, &t 5 FITHo. 1 BEOREEHIT 1
~6 B, SRIEHIT 2614, WIS EHRET
DREERR, FEREFEOSFIREBIZZE LRE
T, BENRICHIRITMZ TR0,
(fERE~DERE) FBRER, RET —F0LE
WZH T > THEALEITo 7.

C. IEHE
By h o EEI 33.2~2260.0pnmol/l C, fikE

X 84~154mg/dl Tho7=. W7 M AR EKE
Exz@ T\ 12 £ 9 H T, mEEx
100mg/dl K TH -7 (X 1).

1 FICix 2 FHIZ 6 BT b ARRIEZTT
o7, 3ENEEEELBL TV 9b 1H
TREED & DEIERIRERIRTH o 7o, A fl
DG &IX T F AR ERRHEE TH - 7223 ("
2), RERCMORFIZLHEENEL DI,

D. &%

M 100mg/dl Kiw TO7 b AR EF T ALK
WETOS M FRRAIC L B =RV F—EAR
RRORMTHDLEEZLND. —F, ET L~
U A TIEEEEREN M D156844 &5 TiX
FRL~LTO SMN B8 EAP#EIN T
L. rhUoBREEBRIZEY, bt b
KEEOREETAZ L, ¥ MoEIcL BT Xk
N —EERRTZ LN, SMNEEEDBN
FIREE - PRUBIIFET DH, BERER,
TG ER EORFPBETHD.

E. f&#

SMA TO 4 b ARER, ¥ 100me/dl K
TEETHoZ. 7 PRI LA RNVF—E
£0, SMNEE, FiR, TRICEET 2B
DLETHD.

F. BEERIER
2L



JRLAE 55 (B RIF JE A A Bh 2 VR MEVR FE 5 SR LR e e RV AR R 2 (LR ZE R )
WFFE SR L

G. HIRFEE
1. ERXHER

1) FERERAE. AR PR B X D AR R
LA ERNE T > 47— NS, Journal of
Spine Research2014; 5 (1): 18-23.

2) Saito T, et al. A study of valproic acid for
patients with spinal muscular atrophy.
NEUROLOGY AND CLINICAL
NEUROSCIENCE. 2014 NOV 25. DOI:
10.1111/nen3.140.

3) Harahap NI, ..., Saito T, Nishio H.

Trinucleotide insertion in the SMN2

promoter may not be related to the clinical
phenotype of SMA. Brain Dev. 2014 Oct 31.
pii: S0387-7604(14)00254-X. doi:
10.1016/j.braindev.2014.10.006.

4) Sa’adah N, ..., Saito T,et al. A Rapid,

Accurate and Simple Screening Method for

Spinal MuscularAtrophy: High-Resolution

B 1 #4 b oAR L

Melting Analysis Using Dried Blood
Spotson Filter Paper Clinical Laboratory
(in press)

5) Kato N, ..., Saito T,et al. SMA Screening
System Using Dried Blood Spots on Filter
Paper: Application of COP-PCR to the
SMNT1 Deletion Test. Kobe J. Med Sci (in

press)

H. ZIRIMAEHEDOHRE - BHIKE (TELET)
1. FrEFERTS
mL
2. ERATREHE
mL
3. £Dfh
mL

#keton (26-122 1 mol/1)

2500.07
1 B OREEE 1~6 [E ’
o 200001
A EEL 26 1 . .
1600.0"
1000,0-1
500.0+1 @
v'o . . .
P .® o AV E bl o
6(;.0 86.0 105.0 12{).0 146.0 16&0
1o 9% (me/dD
#keton (26-122 ¢ mol/)
X2 W7 hoEemEsE
2000.07
- -
2EMIZ6 BT b AERRIEZIT-721 1500.0]
i
1000.0
500.07
-»
¥ T , ’ l‘
2000 400.0 600.0 800.0 VG (ml)



BTG BB F R M SEISER B E R EE (R EER LA EE)
WRSBwEE

BRUEHEREREOMETELZROE—Y J0—DBFHEL

MESEE ERAE EiRREETIRLRRER

MREER

MHIEENH - DNEARERR

B ZENGE (spinal muscular atrophy; SMA) BEILFEE 7T « <Rk —T A MR
VETHDH. ZTOFTHMNREREELERT 5 ECEIRENCEET IMER (vital
capacity; VC) &M —2 7 11— (cough peak flow; CPF) #EIETAEFIIEETH 5.
AL N6 ZREMITEY, SMAIZRIT AR EEEIRICOVWTEET I L2 EN
E L7 X8, BE I0FTHFRELZLFINZSMMBED S H, VC & CPF ZfEfeH
WCHRIETEZSMAIR 194 & L. VCOE—27 13 10 R T, TOHITR L IET L.
BB, VORIZHMEE L X5 VC 0 2000mL <2 CPF O 270L/ 43 & #B 2 D IEFIL /e o 7z,
SMA AR FICERT550EZ V7 7 AREXZET D, S OICBHRKERETDH
fide7e & OBEERIRIBICH S . SGERERII L DA A, BEDLRREZREZBI 20,

EEZ FHTOZENEETHD.

HREHRE

AR, RERE, SEHBXF, FTR—H,
AR, AREEF, BAEEH, KLVA
&, MIREF SH#} BEERE (EiLkk
BEDRLFER UNEUTF—a i),
HEEXTF (BARBREHEETIRUFR &R
B-UneysT—>ar#)

A. BIRBEH
HFREME A ZEMEAE (spinal muscular atrophy;

SMA) TiI#ric 18I L MBI G OB HET %

X729, TORR, EIRFFOKHBEIMER & i
DREARE, &bIKERICUNERZAPMET
T 50, [BRIYERBRICEEEELST
V. ZRBDZEND, SMA BEEIERS T - <
2=V A INBMLETHD. FFREFRECE
WT, ifEE (vital capacity; VC) &BEDE
— 27 7 1u— (cough peak flow; CPF) ZHIE$
5D Z LIRS EFMT 5 ETEETH S,

ARFIL, THh b ZEFRITEY, SMAICBIT D
FERIR IR OVWTEET DLz B E L
Iz

B. BARAE

B 10 FF [ CHEPRIEZ LT Sz SMA BE
394 (I1Al54, NAI204, WA 134, VAL
14) 55, VC & CPF keI HIE T& 72
SMADZY 194 (B84, ZiE114) ZxRL
L7z. VC & CPF ORIEMEIX, AR KRBT
EERAL, BREMNCEMZRI o7,
(fREE~DOEE)

VC R CPF DRIEIL, RERREOIDICLER
BRETHY, TOBEHRY AT IZOWTIEHEER
#H (BE) CTOFBECOBECHALREERS
TW5. FEABFRICBWT, 7 —F o
WCIXEAE L, EAREESNLRNE S ICER
L.

C. MEHER

KR & 2o 72 194 OFER B R IEBR s D
#HIE 13.2+59. 4 5% (mean==SD), AFFCEIZEHIMIX
4.9%+2. 9F 7T o Jo BIE (CFR 26 F 11 ARFR),
RHRE OERIL 17.15£10. 4 B T, FERENBE
'R
ventilation; NPPV) % 16 41T, Bz X 58%
JrBh (Mechanical insufllation— exsufllation;

MI-E) 1T 16 ZIZEA STV,

( Non—invasive positive pressure



JEL A 5 AR AT SE B A ) G BT M AR A SRR e R e RV AR 32 TR AIFZE 3 3E)
WFSE Sy PR T

LSS G35 0 VO O A TR W
& D 2000ml A8 Z 2 REGNE A < SRR
P ENDH 1000m] A A T2 DI T HDIIE Tz,
(22

FRN T EARYETHER L Tz,

ve(mb

4' P e

~ /7

‘\4”“

%

3 6 9 12 15 18 21 24 27 30 33 38 33 42

1 vchEAL

[ 2 12 CPF DAL 2 75 MR R IZ L B2 73 270L/
Gy B A TIEGNE e <, BRI KGE N W
D IREE & 72 D 1601/ 5y A M 2 T e Dl 4
B DB T2 MI-E ZEAL T 34 % K
F1CaR.

CPF{l/min)
270
180 - X&
Ay g
90 - : f . \/ -
~ N~

3 6 9 12 15 18 21 24 27 30 33 36 39 42

X2 CPEDZ 1t "

BHICRBEZ BT 3 A ORBERTTD.
JEBIABIR, 86 » AICU BT —va UF
W2, WREEREO—-STh D IERKHEE %
WA, 98 10 » AbAATuliF Y oA
(Valproic acid; VPA) %BHZAL7=. BE{EHIH
EHDD, IEETEPFREZL 2R, Y
37 AZ &@xu/f_ot X 3 Iz fm xR,

113D D EFEE N ER L2720, 12 CFHE
EENT &2 £ L. BE#IIVC, CPFRET DG,

— 2% 10 BERITL C, £ Oidmd L=,

g 2 FE0E L, PRI L HEEBDT b MEE 16U A
B, NPPV & MI-E A LCiffgL/=2, HET
MI-E Z @M LTl 69, 4%, MEMAELTA
W L7, PR U BLTE & CiZe ¢ AR 90
LTV, iz E > VCIMETF LizE
T B, CPF T LI,

velmll g # CPF{i/min)
1500 1@ g ] 210
b # =
g é & [ Y
‘; ; [ ,ﬁ AN
1000 5™ ;/\M NoA > a0
VA A Y PR P R
Yo,
\\--}// RN !
500 'S 70
@ R
A A
®O®
NPPY-MIFESA
(T T S e P O T T e T e T e T ey serel ()
8 9 10 11 12 13 14 15 16
{yo)
3 Ve
B3 fEIA p—3

JEBI B BU, 655 » HicU ~"Ev Y F—a v
ﬂmw,%wﬁﬁﬁ%%xbt.ﬁﬁﬁﬁﬁﬁ
Dfch, TETHERE B 2RV, Yl 4
y AZEDZBIE o0 4 SR E R,
WK ARTIIAZRIC e D & KTERY A AR Y
WLTWeD, ZORITEELRBEE -

. R &SR Ve & CPR I L7228, 11 5% 3
7H?ﬁﬁ%%ﬁx@%@&%&€%iﬁ%
12 B HFEREEAET L, RERIRN G KE
B L. VC & CPF bl Liz7z®, 1375% 5
s AT NPPV & MI-E #3EA, 13 5% 11 # A Tk
[ E & FhE Lz, Z 0% Ve & CPF ikikE, &
BbuE LAE LML,

VC(mi) CPF(l/min}
1500 240

¥
1000 & 160
V - 2
AN 4 N #
NN A N
/\P/ SN .~
A V4 v\\
(A 7 N e
500 = T ol 80
i t
NPPY
0 - MIERAL o
6 7 8 9 10 11 12 13 14
{yo.)
4 fiE 451 e



BEEZBRFNARFEDSEAERBEEMUNEEE ERERBERIEEE)
MESHEREE

FEGIC &R, 11T r AR YT —va
VR, BRSEEEZEA L. X5 ICKE
Y. g TARE L7z D % 222 NPPY & MI-E
FEAL, 12 CHEEEENEFER LR, £
D% RZZ L, IRROMRICLDA
Feide <, BELIEFEBEEZTZES>TNS.

x B
%
veiml) & CPE{i/min}
600 H5 180
400 l\jv\/\'/\w 120
t'\ N ,"‘VA\ o ~
I; EWCAIN Jifv-\yj\.; \‘y/
200 60
#
A
]
NPPY-M-EEA
11 {v.0.)
v s VT
B5 fEHIC —
D. 28

PR AR B BT 2 B ERIE D H I,
Magpefiz s 7oA TR, REIZ VT TR
RES1 DHERF, BRI O T2 £ TH D, VC R CPF
DOEHMRFMMEBILEL SND. VC DK TILE
KRIFDORESCEN KT 25 &L 2. CPF 2
270L/ 43 LUF CIRK EHINRE 72 22, 160L/43 LA
TTIRREICERREL 2 5.

SMATI B4 oD VC IHKME THER T 570, Ffifafk
BESCESMEZETOTV. AIRMEESN O
BEENY TR ERER LIZRRERHEEE BT
7O LTk, BEHTE, WBIKOIDDK
Wk DL CTE B EVERIC LI R CPF
WCET D Z & REd 2EANES L, B
BTICERNTIZEZ VT TV AEERZRLR
TN, MI-E ZEA L TWRWEESIIE, NPPV § i
AENTE LT, BMRKIERYTHERREE
W25, NILRREHOFEIIOIDLT, &
B V7 I AREO ORI ONI-EEANE
F LV

FREE ETFER 1 VC <0 CPF (3t #E B iEH b

HBN, ZOX I BREGITH ALK &
BTEHETIEELR. MI-E 2&D 7 EE
HPERERERT 5 2 & T, KERRRERD
BMEHEL T TELLEELILND.

E. #&#&

SMA IEOMETICERT 2REZ VT T
AEEZRETDH. & HICEBARKERYETH
Kl EOEEREICHED. [EREFTILD
Ah, BENDMEEREZ S D PR ERE
BaERBI2W, MEHEELTHT5Z LNEE
Thd.

F. RERIRIER
2L

G. MIRHER
1. WXHER
(EfEH)
2. FRHER

7L

H. HBIBIEEEDHFE - #8IKR (FEZET)
1. $FEFERE

L

2. ERAHEERK

7L

3. £t

2L



R A 55 B SRR B A ) G e T 7 AR S ST AP SR e (a2 AR FE AL AR AR 3 3)
WFgE oy il

Motion Capture Z FAL V= b B #% Bk 7€ & 514 ;%
MR HE MEE— ERFPXERESHIRERERAER Hiz

MREE

TR A 27— v 7 & G e i (outcome measure) {235 UWNT ., N END FIEPA
WA A 52 < ORBA GUAME, FFEME, 2 27 4800 - TURME, FEROIERIEM:, 46
e, A=A Mo &) BIFEL, o b SR TRy, KRBT, LY
BRI >0 0 Bei A BT RE ORI IR A S5 Z & 2 B & LT, Motion capture
Ze VAN Z R STIETMIRAT 24T o 1o, B N ORI 5 % LIEHh oo v I LIRS 2 kg & L
T, AMFOR BT & O X 512280 d 2 A& i dt Uiz, RIS S LT
Mg & LT, e 0
W DOWTHE BN A BT (B2 p<0. 000, [l Wilcox test 1ok B), &%, %I
Gl e /N AR BVE RS ZEAEE ARE & U CRRPRIZE O UL 72 TR MR & D FERELZ D TR
FEZHE D TV, Motion Capture # VMo ZWGTIEBIERERATIX, BIBIARBIFE S
MR SL RS ElodB W T, G ET RS RBERER A R LaslifFsh b,

Spatial Deviation & Direction Variance & FH L7z,

HEHRE

WAER (B RPEZEMHERRLIRER - R
WLt 2 —)

MUCRE (BRBRRFRFREFRPFITEERNTF)
BEAY (KBEXFEXFREFRVTEERIIRE)
FAEH (FRRFEXFREFRFAREEBNBZE)
MEERE (RBRXZEZHMERRYNEYT—
3 > EB)

R R (B RFEFMHERR Y NEYT—a Y
&)

BT (BBRXZEZHMEBERRYNEYT—
a3 &)

MRS (BERFEFBHBERRYNEY T
a »ER)

REFH (EBERFRFREFRFFE/NEFESR)
MFEE (RREEt VY —BRMRBELEERN

RE)

A BIREH
PrEIBRAZRICB T DEO— 22, IBEDROE
BRI T IENHEL TE TWARWEND B, B
FEMEZILI LD E L7 < OMBEHEBIZB VT,
BESRE U CGEEEREOM LN RIAEND D, £0
FEAT X =B >0 EMER e b DT - TV D DN,

WCh D, FEB A — ity %G e il (outcome
measure) { BT, ENEN D HENAREINIL X5
%< OREER (JURNE, BBUE. ¥ 27 280k - TR
PE REROIEHIENE, A, AR =R N d) &K
WL EE, OIS T,

F LT, B—va Xy T —Il KD ERouHES)
RAT 2 IR PERHIEE O O & o & LTS3 % AT HEMEIC
DUVNTRRRT L. ERRY » B R T8RN 15 & s
THZ EEHAME L,

B. B3R AL
KO - FARAY M HLE
F—a ¥y Tl EINIHORA
FOFLE (xyz BIE) OFFRFIT—% & LTREER
Do T —H DRFREET 572010 BARRY 2 3 M
T8 & BRI AR LTz,
EEBOFERIT EREORT % LES L Le, B T8+
EOFVIRLE—FITE L, BITEHULL & L,
EET —FOWBPEAHELTNDED,. 7770
RERERATMEHEE S L,
HEQ : ABME, EFE
RN B ORI %E LEE) A MR Lic, BT
ZRNT I 3 EIRAT L2, BV 20REF L72KEE TRl
T LEE Y 1 ERIT L




BAEFBRF R SRR ESEACIREE ERSEREEMALFREE)
MRS HEREE

FMEEEL LT o0EEELZERE L .
{Z1%. Spatial
Deviation (ZEABF DBALEERESH 72 V) D xyz ZZRITISIT
DEBRD b B {EFE%#FE L, Direction Variance I
TV ¥EMZEL BRI ETERERTE T DI0%
xz7, MEEL b, HHETICLY K& RREFIERN
MEBEERBITE, REREERT,

D OFHERIE & VT, AR OF & CESELER
ﬁk@io WEALT 2 D0ERETT 5,

Spatial

Deviation & Direction Variance, UghY

C. IEMHER
X [ ]
y
X 1 ZRTEEMENTICRIT 2R RERE b EE
Bl & DRIR
w&@ - EAR R EHEE
PERAE T x O EF M &I LT xy FHEICEEIC

BRoTWDEEETD (K 128, —RITH0ED
BB % xyz ZZEICRT (K 2), X 2ab i3 LFE& %
FL. X 2TERddITREBHEZRLTND, —F&D
BBFDRRICRZ T b D8, ERRITIE 10 AROBUEFA
b, BURNEARRRT-0, TV BRR <AL
IABEMIZFL—ALTWVD,

X 31T xyz By B FFRFINI IR - T Lic, Z #ioD R
MZ k226 10 B ETEBAHRTE (X 3c), v
B ~D T LE7R ([ 3b), x BiAMICE LT
EREEE T ORI, —B, ADFW~BETS, £
D, B xy FE & KPR o T RER T x #AsEH/
EE2TRT, £Ihb, x BifSIE ERICEL, BAE
LR EEIZ0ILRESD, TREFHOEL, —HAD
FHEANTNRY | HE & K72 - o R0 BIESF A~
BEL, O~NRED¥—U R TER (K 3a),
RO : RABME, EEE

EEEBIE X 41078 Loxyz RO ORBZE(EK 5
R LT, BTF—FTHDHZDH, yEHHFRA~DOT LR
R TE7 (K 5b), x BiHFMA~OEENS FHAITH
% (K ba) 25, 1EOLETEIORMIZ 2 BEOARTMRR
BN D EMARERE — T ED B2,

F—DxXHEICEY 2 0hFF LORE TR % LE
BrE L= HE0ERPEN 6 (ZRITER).
Bl 7 (RERFNCIR>TC) WL, BTz L
LD, BIEICS L DERR LI, z BiAmA~D8) X
WEFDRL o1z,

Z [mm}

000 00 -400 200 0 200 400 60O €00

208 409 400 200
X fram] Y {mm}

P T

0 200 400 600 80O

Z [man]

5800600 400 -200

20 &3 400 200 o
% ] ¥ [l

X 2 {RAEBAICAR L BB R ME0E
a

X [mm}
700 500 -300 -100
L

¥ [mim]
10 -85 00 05 10
L ! : L L

Z [min]
-G00 -200 200 606
M

T T T T T T
9 0 450 e £00 000

Time

B 3 HEARYMBUEIZRIT D xyz B DRERIZE(L

BB O E EHIFTE

8 2B\ T, Spatial Deviation ¥51E % F\ /- 1EE)
BABR D ELESRE R A 79, WA Wilcox test 12 K U HEIC
B2 2 L BHER SN 72(p<0.000), E 9 IZBW\T,
Direction Variance f8#E % A\ 7= FLEFE R 2 7R3, Ml
Wilcox test (2 K D FREICERD2ENER SN

(p<0.000) ,



JL A G AR AR 0 B < e T A A S S AL R R S (T AR S (LIPS )
WF9E5 15 W

a b

3 é 8

8 8

8 8
€ i iy
T = §a

§ ﬂww‘mg é% T TN i

o L {mm% %Y
ﬁmmmmmmm e %ﬂ 5 $HE ¢ B e 9 8 & §
Aimen] ¥ ]
c d
\ \

H

§

B

]
|

: 8

o
ey R
G WK WS W T e WY @‘ﬁ

¥t

¥ fom]
720 740 TED 700 80O
1 1 i3 i

Z fen}
W0 160 1300
S S S S

T T T Uy
o 0 1000 150

Tine

X 5 RRAFEE ORI LEBICIST S xyz iR
Sy ORI

a

2 jmm}
OO BO0 GO0 W00 100 THO 10

Z{mm)

LS00 T00 B0 TRy 1000 1100 1200 1300

* fmen ¥ fmem

M 6 EYEZERLCRBTORAREEORE
% LS OB

T T T T T T T
a o 100C 150 s ) 250 30
T

B 7 HEY ZRE LIORIRCORRAERE O
% BT D xyz oy DRFEI AL

Syata Daviaten e

K 8 MARFEZEZXNRL LILAROFEIIRT
% Spatial Deviation 8D %1k

-

k]

Divection Vagres ppree]
2
]

i

T
astasyitien131226 CazeaweIghi-liex131226

X 9 RABREEZINRLE LT-AWOFEIZBT
% Direction Deviation Fe#E D1k

D. ZE

AFEICBNT, E—varFy 7 Fr—k iz
ZRITTIEEIAT 21T o 1o, FBIRFHEFEE & 0 &
220BFEL BEEENGLLT, ENLOHEH
HEIZ DWW TS 21T o 7=, Spatial Deviation i, i&E
oD IR UKEEIZER LTRY | GEBEESD xyz 22
% 5 6 B RFEICKAE T D, Direction Variance i3,
1B = OEENEF 2 TR & L TR Y | AT B>
WEHEHDNTWENZER LTWS, £Dd,



BEGBRFM AR SR BEEMLAEEE EREREERIESE)
W EREE

Direction Variance | L% _HiEEB LIS OES)IZ
BHTHHEICIE, BEPLETH D,

EZREL-FHEREORIED - DI, BEHICAHKE
B TORETORGE LEB AT LI 2 A TS
DB T, AR EZET RWVREBIZEETHRIS
BRDENRTENTZ, ZOZ b, YEEELT—
Vardx TF Y —ERHAEDEDLZ LT HANET
12 X 5 EBIREEIE T & BB C X B ATREM
DR S 7z,

L3, BHEHEREOBRE LR L LT, 7E
MROFBRFME L THYETHINERIET 5,
BRRENEBNICE L 210FER & YEEIC L3
BE LA RIBICHEREL 2N 2R L. LVER
RENWCHERZRFEE UTHE - BEEL TN, £,
IR BRRBBIZBOWTIERA L CWEET 6 L9112, &
=2 arXx T F X — VAT LALFEEY 22— E
Ry =I5 & b HRFICANTNS,

FHIBERAR B\ T, IBEDROBEBHITMmILIE
FHILEELRRETHDI, FHIEHEWEZ DL LT
% < ODHRHEBICBWTIL, EEEE D R L3R
L L THIfFTE S, LV RENCTHEN - B2
DHDHEIEEDOFTMEFEL LT, E—YarFy 7
Fy—EHAVHEY AR, BEIZIThhTnd (LE
5 2004, Kato et al. 2009), 4 [El, #7-72FEMfEiE
EERTERZELT, IRNETHEINTEEEE
By A — L%, EEE7R outcome measure DT & D
& LT, SO RBHERERZ EI2B1T 2 FREMED R
b,

AFEFEITZNE TOEER 7 — /L TOFEE %
BETHHOTIERY, 2L A, KVATLEZHND
LT, ERDOEER r— v E L) BB - EENR
LOWRKELTWS ZLEHAIRETH D LEZ BN D,

E. #&#

RNREHE O/ E LEEICH LT, E—v g %
¥ 7F v — & AW ZRTEBRRENT 21TV BB
DOEERESRETIZ E L, AFWOFEICK
> CEFHHPAERICEM LI ERED LT
(p<0. 000, FE{Hl Wilcox test), A4, HHEMERZEG
FEZE D, MOMIRGRED HREOTE - 15

RERED., ZHRLRMER EICBWNTH, BEEAR
BEE R LRBERESND,

F. BEERIER
B

G. ARFEX
1. X FER

BN
2. FRRR
BRI EEE IS X A TRHEIE & R R R B D
R IEEE—ERIEA, 55 56 B B A/NRHRESRE
Rk 2645 A 29 B IR

H. %1R9EA BEAE OD HiFE - B ERAKIR
BmEaRL



JEEAE SR SRR TR R A B e TA PR AR SN L ge e TSR AR S AN LAFFE e 3E)
WFIE ST G

SMA R U #% - fRfR Bl 20Ky FRXA—Y HAL ERBOREA S To—¢&
SR IZDUNT

MESEE  hEE

MREE

B ARl Bk

SMA FEE > HE AETRTMED SE D 7= 01 lE, I THERE ORI RS B CTd 5, SMA2 JRAE Dk
EFRENNIC BT, TS SN = 2 — a2 38 T OVF R RELC R Ul 2 i A

PNTP L AREAIRT 0 ST K TR D T,

HERERIEE R R A < O WL EE D

DNy, 1Ry kA=Y HAL /RSB TV (HAL For Child : HAL-FC) 12 LV BT 0 7T B aqTun,
WAT/8T A—H 2 IE Uiz, SMA2 BN O HAL-FC I L B 5(7 70 77 M X DRI TH
0. Atk BIFERFC A D HMEAIERIC N & B 2 Dz, B ERERS L O Y A ba
T A T E O 5 AR O FPRANRE R O W E ORI 7o 01D, = a—n D U AR
Tef A= T HA B =) SPECT D IEF {7 — & ~_— A OREE A IS L 7=,

HEWZE

EEEET (ELREEEEIRRREAERRD
MEHTE (FL).

B+ (EmREEHERRY NEY 7—
a v

HEZ= (CYBERDYNE X &4 HIEE)

A. HIRE®

SMA 83 O B B ATEEEDOBEED T2 0121
ITHEREDIRFEF RSB TH D, SMA2 FRF Dk
BREHICREON T, BETEE S FMED
= a—r P L OVFIERET 6 U Clil 2 A g
BT, RENSIT IR ST AERBIRY Z
EM, TRFREEEZ R A E L O, HITE(L S
5 Db, BN EFITHRET 2 0E R H D,
o 7Ry b A— HAL /pJREE T /L (HAL For Child:
HAL-FC) ¥&, HAL EFRE TV & RIS TR
Hh¥ T, EEMICXEE., MBS OED % 5K
BWIZATH 2N TE, RENSHT 0T AT
BB, HAL-FCIZ X W BITT 0 7T L ZATH, &
1T/85 A—4 ZHE LTz,
EHEHEHESBIUHYA ba T 41—y
DR IR FBFBFE O HARARRE R O T B O FFAT
DIEDIT, ma2a—nrDIFTTAKKEA A—
Dyt BA A~ =—) SPECT ODIEREBRT

= H RN APRETH D,

B. BIRAX

B R A N =y ARFGEE v F — BRI
(S (RE R =B LOWREZIC L 5) Ehi
HAL-FC % (SMA2 LD 5 5% 11 2 A Ok L,
WATT 0 T LEATH T b m— L, [ESDIERE
BRI m I E BRI CEREShIKR S
Too BHEFITIE T 0 b — L OB & 0B L D
[FE, B3 B3 L Qdge e T e L b5+
RHHET Y bR IR T, BET LR
20 SMA2 B L FEH S A, BUE. IRIEREIC 1 E),
BREERRIEE 2T TV D, 35k 3 7 Anh B HAER
THWTEZHERALTWS, &K 107 lem, KEIX
14. Tkg, MMT i PRPBA&iEMN - &5 3 &£ 3-. &
BAfim RS 2. BREAEGIE M 3-. R 3, B
HIE 3. I 2+, AT IALHE ) (LR oD STAL
HMERRE 2 SRTREE OIMADS FTHE CHTRRITIL
RETS o7z, ESLIHBEHEERTIRRTIC AR (IR
Bl - MR L. 940 40 HAL-FC 2335 L7
BTl T A% IEB I ol Bk L OH
B 1 EBT7T A N (BEEE) . 470 5 maBxqT
TAM (RE—F) M L7, HITHRIIR 1
DORRIZERTE LTz, % visit TPV MEVIRL,
TRLTTT O,



EEBHEN R SRR BREERIEEE EHAERBERLIIRESR)

s amEE

EREBREICS L TR XETED bivieA
FvBo—b (R EA ) 2iE LBRKA
7> SPECT %£f& CTHEIE(L L 7=,

(fREmEm~DEE) .

BRRBROmEIEH (BEAEFEHE 047 A
31 HRR) Lo,

X 1

1 9EHITTAE
ATIL5m HFITTAL DHITHE

2nd 5m 1st5m
08m ‘ 1'%
FAR I 1O  errr—— J
P comm ; ad j v
0.4m : 12m ™| \ ,}/
&%@ I ;WWL; ......

1st&2ndT . SEEEE-
AE—F . $HiE. Cadence( H#H/4)

C. IAKRBLUD. BR
5EEIRDOT &y M HAL-FCEZDOHIT T 7
T AEETICT T LI IEOHITTa ST A
CETBFRFEE TR TKRTTHZ ENTEE,
1 DREBITT A MBI OF TN bn BHITT A Mk
SEFD TER LI, £ O R EORREHE
FAMEIIEEN BRI -T2, 5% b, Z0ORBR
ERBHGESEIREELE IO, 2, #
B L OBAESR . Bk & ORBRICKH 2 Hifr
WEEno e, TH, HIT7a T AT 5
WRENE 5B OREBRE IR L THHEEN
ol

A FwVB=—) (R FA 1) SPECT DIE
WHEBT —F _X—AOEELBE LT,

E. #&W

SMA2 #U/NE D HAL-FC IZ X BHAT7 0 7T A
WEBHRITEETHY ., 5%, HREPRALE
DAHMEREFCHENEEZ DN, ZTDRED
W, /NRSETO HAL EED T FHEET

b5,

F. EERER

EL

G. HiRFEE

1. RXHER

1. B2, 8RO EHRTE TS HAL-HNOL DB %
BT 2 FHERE], BAEAR, vold2, 5 13
&, 137-145, 2014

2. FEE, M, T, R - HREICKT S HALe
D I O B A ER MG — Al E IR BR D%
Bah &, BRPREEAM, Vol. 42, No. 1, 31-38, 2014

3. HEF oy FA—Y “HAL-HNOL (A
HAL)”, B2 H W, Vol. 249 No. 5, 491-492,
2014

4, HEFE Ry b A=Y HAL 12X BH(THE
RO EME, BAREFEH
#, No. 4691, 50-51, 2014

2. PEHEK

I. HAMOFFEE: ARy A=K HIREE
ZOWTOHES, THAMSTEEICRT 5
rLWERE, 2Ry b A—YHAL-HNOLIZ &
DIRBRERIZOWT) (BIRBRERME
Z— 2014%E4H20H)

2. ZB55[EI A AMRERFMRE S<BNT
LAy 72T, [Z A7 b E3ENRA~T
5 (FEFEeRy M) ERERESZ
— 2014%5H23H)

3. EELSEIH AMRFERFIRE Y UARYY
226 HKEBEEREDA L ETIT 4 TN
AFT 4 — KRy JIZEIFT= U~ E
yF—gr~, ey hA—YHALIZ &
DIEROERERE] (BRERSHES 20
1485/ 23H)

4. HAAIo Ry FUAE Y TF— 3 VEFFEKX
£ BREE, (R y hA—YHALIL L B
UNEYFT—v g VORBKRIGRA~Y A 3=



10.

11.

12.

13.

JRLAE 55 AR AP S AT B) G VA PR S A S LI FE TR e (RETR PR S 32 R (LA FE 5 56)
WFgE s fE

2 AN S B MR RS & VAT 2 HA
L-HNOLTRIR D 6h &4 D~ (fLfi =2
va ks 20144ETH26H)
TAER BRI L m R b et R4
WFgess . THER 350 2 il iGFe ik oo Bl ¢
W1 AEEl (philosophical revolution)
— Ry b A EREE R T /VHAL-HNOL
TRER &AL (R RS 3 v 732
20144E8 H9H)
B LE A ASHTLV- 1522 2200 R 25 . THAMOD 25347
REETEREN T H AT EE T v 7T B
T AHME A mEE T CREURRER
SRFGEAT 20144E8 23 H)
VX T b U Yo o AR EE Al
BV R Y T AR, TaRy AV HA
L-HNO 1D [5 fifi 3 1B 5 O RRER 2 & | (— 4K
¥ 20144F9H6H)
B 1208 =y - AT Py bR R S P
N2 fgEts . TaR sy NHALO#HRE e
B ~OEF S L COIH) (H0 =38
HUSE () Atk 201449 H 13R)
S5 LEIHAMIEEIFZEHE S H98IE1 4 FEIHAMAE
FEROE 7 Faos) £EKRE, THAWER
TR 28 LRI, mRy hA—
Y HAL-HNOLIZ & BRI (T2
T F7— 27 M 20144897 14R)
AAE & P VWIEEAISTISE RS Walk A
gain2014 FIFEE S > RY T L Tw
Ry b A—YHALIZ & % B EE = VA5 )
CROTEBRZZ AR 20144E9H 20H)
HAMODHEFE L v ARy b A= K D iaFE
WZOWTOEES, TRy b A—YHAL-HN
0LIZ L BIBBRBAIBIZ OV TOBE Y] (1B
M RELE T T 2014429 H 23 R)
FLIRZ=ZVEEZES [Zhi b o
- UNEUT—2aDdii~aRy
F A—YHALIRER b RA CTE T- W REME &
%) (RMEERBE 20144E10H4R)
F30E R R FFIEFM RS, A AN

14,

15.

16.

17.

= AN AT T B R S 1 — a
Ry kA=Y HALOFRERFIH 00 % J5 — |
(Heli) 717 B il 20144F 11 F 16 )
Ry b A HALZR 22 [E1HI X BIHAL 3R 2
HEalEMie LIPERRE R v RFZES, TaR
R A HAL O ERT 3R 6 A D b
D (ERREERRE R TR v o782
20144E11 H29H)
S ISIEHTE AR N L R D A TR
PEBRBYERERE I v 7R > b A — > EREE T VH
AL-HNO AT J2 2 BRI S i Hie Lo DT
(RTNT 4 T MR 20144F12H 13
")
5 3 (8] F A RHALIFZE 2, TR & 1
AL ) (KR AT 4 I vk—b 20144F12
H27H)
PR ARG S, TwAy b A—YHALDE
WIS — APk - R D= 0 Y YF
EC— ) (RMPREESRHIFE 2016481427
)

H. ENEBEEHEDHRR - BHKR

L



EAEFBRFFREMI SRR BEERAMMEEE R EERLFEER)
s HmEE

SIN EEEOHFRAEZDFAETE

WRSEE

FINEST (BAHB) AZHHREAMEDLFRRS

BMEMILERRA LHPIRE FR)

MRES

F M ZAEAE (SMA) 1 ZJR KI5 T survival of motor neuron 1(SMNI) DZEE - K&EK|IZ
v, ZOBEEFEDTH D SIN ELENFREATABEDHFRMBICSVWTES TS L
WCEET D, BIEE TRAGREZEND, F, AE LUBCKITRN T SMA I3
BIEBRBITHONTEY, FOT Y FRA V bD—2D A F<—H—L LTSIWNEHRE
ERELEETMT 22 A EEIN TS, KIFRETIE, Ik THRESNZBRT
Ao/ INEBEOEEELZRE L, FH WEBERMEEZRE L,

HEIBIEE
RINBF. BARF. WHROKF
(RRZFERKEHBEEGFEREZ—)

A. BIEE/

AR TIE, ARFICE T 3 TG ERE
(SMA) V25§ % 2 Jt 5% 35 R EE A = E IR BR IC B 1)
By RRA Y MO F~v—H—& LT
survival of motor neuron (SMN)EHE%., E
BATRID 2, BERETEREDRVH LV
BIEEEELTHZ 2 L TD,

SMA |XEBERTA MR OZMEIZ K B AHEENE &
TR MR T 2 e T 5 B R E S mtE
FRERTHD, ANEBIL S BYREMARRHE 5q13 I27F
TE$ % survival of motor neuron 1(SHNI)i&fm
TORE - ERIZELD SW EHBEORBUKT %
EUD, £/, SW BHEIZRREEED Sz
BETFTHLBERIN, £FERTZERZ R
ERALTNEZ LRI TND,

UTEE, SMA DIEHRERRE D — D & LT SMV2mRNA
DOFEBE LRI E SWNELEORRLFET S
histone deacetylases (HDACs) FRZEHIR® exon A
FOVVITEMETLIT TRV AFY XS
LA T R & OFEFE AW T-BRIRIFFE A b
NTW5, EEE, BRKIZBT AR T,
FANH 5RO SMA B3> O SRAH i BLERER A

LY UoEREHERL, =Y FRA 2 FORAF
~—H—& LTSN ERE% ELISA IRIC K V1%
HLTW3, #E3k0 ELISA Tk, MDEAR
BRI ORI ORERE 7 &M
7REBRITRED SMN EREORHREICHETD
AREMEDS B B,

AHFZE T, fEkD SN BEEEHEIEE & B2
HEETH LD SINEABEREEXFHET S,

B. IRAE

ELISA VR & 1B H LWRHITEE LT A A
—Vrr7a—¥A kA bU— (IFC) #EE2HA
L7, Z® IFC X, ZhETcor7a—% A K
FARARY —EIMZ, BHES 2T 22N
BT 52 LIV HMERELNTOERE DR
RBEL T CTRMEANCEREDRES EE
ETEDZVRTLTHY, KtROT7 o —H% 1
FARY—ELHIFFETWD,

AR TIE, FEFE (FRL 26 ). K#l
Ef7c SIN BEREOREERLFEREEE A
L. IFC T® % FlowSight (A7 #XEH) %
AWT, EFEE EERMEFMES SMA T 848
& SR R R A SRR O FBRA N SIN BEEE DOk
HBLOEEFMERATZ, &6, EMFEE
BREBRIZAWS VT aER ) R Y o A (VPA: 0,0. 1,
1, 10 mM) Z AWV IBEMRITxE L TE BFHE %



RS RIS R D AT K S SR TFIE e CHRIAVEAE B IE LARE 90
TFIE 48

7N

(B ~ O BCLRE)

SMA KB ph Sl (R oo B ks L OV, Ul &z
TR KA & WAL SRR T & o0 dERITFE &
LC, B FER R ER S OERO T,
AT —hFarty hBLOREFCES
MRl 2 Tz,

C. IR

IFCIEIZ V% SMN HE FV B ORTE 24T 9 120D
Tl O e 5 A ST L, anti-SMN-FITC $Hifk
(A7 HRath) ZHOTEBIEICLY SWN
BEARANE T, BT 5 Llolsh Uis (%
Ji#§ 2014-076985) , & BHIC, AMFZETHAZE L 7= IFC
R0, VPA B R RAFAYIC . SUN 2B VL O F8
BLA A EACTUHE U 2 ORI RTE & E il LT
RS BRI BICENICERI L2 L 28
Lz Lz Y,

D. BE

ABFFRIZ BT, IEF © b R RGHHE SR &
SMA T 754 £ b SEeUHE 25 N A VT SMN Bofa
&% IFC HO sk ek 2 mr L, Bl
VN SMN 2B FVELIIETE 2 PR FE L Te, A Bz TRC
IR L XN 2 0 THH DT, MHEE
TN O JHTE D E B AN T RE7Z M3, iR
B SR AE ORI DS /N S Vb DIZRF LT
MEANDORELFHMET 201 LWEE X bR
B, M JMIBICRT 512, L X
DRENL OEEHE LIS T 50, BIOF
EEACCERFET 2 LENH D,

E. #&#
ARFFRICRNT, HEKD SMN B HERIEE &
BB IFC Z AWV 285 L\ SIN & B8R EEE
B LTz, ZOFEE BV TERSEHF LR ER
FERBRCIMEEZTT O,

F. BEEEfERiEER
L

G. MR
1. EXFEK

1) Arakawa M, Arakawa R, Tatsumi S, Aoki R,
Saito K, Nomoto A A novel evaluation method of
survival motor neuron protein as a biomarker of
spinal muscular atrophy by imaging flow
cytometry Biochem. Biophys. Res. Commun. 453(3),
368-374, 2014.
2. BPRER

L

H. SIBAEEMEDWRE - B8R (FEAET)
1. FEFEG

FrarihipErR (RFR#2014-076985)

2. ERPEER

L

3. Tt

L



M. MFZERROTFHUTICEEd 5 —&F



MRMROTNTICET 2 —RER

Harahap NI,

Nurputra DK,

Rochmah MA,
Nishimura N, Satio T,
Kubo Y, Saito K,
Nishio H

that axonal—SMN may not
modify the disease
severity

5
- - EgE2A0 e o as
EERL RRLH A M4 i F E 4 | HMRtA | HERH | BERE | -
REF 4
WRAZE | FREMEAZEHEE HARRR | BB AERKR | HARERR | Kk 2014 | 533-537
[Sma T1%! BriEEsER | £
(infantile acute HV—X
SMA, No. 27 F#i%AE
Werdnig-Hoffmann B8 (FE20R)
$75) . SMA II%Y
(infantile
chronic SMA,
Dubowitz47) ]
Saito T Coagulation and | Krasimir Fibrinolysis | Intech 2014 187-195
Fibrinolysis Kolev and
Abnormalities in Thrombolysis
Patients with
Muscular
Dystrophy
TR TR I HAMRE | T2z X | EIE | EHER 2014
=, BARNEFHFIR b
B E| 70 —2EV
&, B | A 7142020
fH o« FRARE | 14
B
2
HRERL XA M4 HEH4 B R HiRREE
Kubo Y, Nishio H, A new method for SMN1 | J Hum Genet 2015
Saito K and hybrid SMN gene in press
analysis in spinal
muscular atrophy using
long-range PCR followed
by sequencing
Furukawa Y, Diagnostic use of Muscle Nerve 2015
Ogawa G, Hokkoku K, surface EMG in a patient in press
Hatanaka Y, Aoki R, with spinal muscular
Saito K, Sonoo M atrophy
Yamada H, Nishida Y, Two Japanese patients |Pediatr Neurol 2015
Maihara T, Sa’ adah N, |with SMA type 1 suggest in press




Arakawa M, Arakawa R, A novel evaluation Biochem 453 (3) 368-374 2014
Tatsumi S, Aoki R, method of survival motor | Biophys Res
Saito K, Nomoto A neuron protein as a Commun
biomarker of spinal
muscular atrophy by
imaging flow cytometry
I I TN ) WD | BEERY v —T v | 50(3) 957-961 2014
I & s v ot
U DER
TR T WHR TR EITIG O MEE | JE ey 5 44(2) 153-156 2014
yd i
HEFELEE, RIS | tAERTRRM O E Y v v | R R 67(10) | 1631-1635 2014
vy
DMl . FHEDT B, | RS S | AR U v | 35(3) 99-104 2014
HARFET-. I SUNEHA T D = %R | U v rEasE
tretfmoot) s
~OIEH
Yamamoto T, Sato H, Intragenic mutations in | Brain Dev 36(10) 914-920 2014
Lai PS, Nurputra DK, SMNI may contribute
Harahap NI, Morikawa S, |more significantly to
Nishimura N, clinical severity than
Kurashige T, Ohshita T, | SMN2 copy numbers in
Nakajima H, Yamada l, some spinal muscular
Nishida Y, Toda S, atrophy (SMA) patients
Takanashi JI,
Takeuchi A, Tohyama Y,
Kubo Y, Saito K,
Takeshima Y, Matsuo M,
Nishio H
Harahap NI, Takeuchi A, | Trinucleotide Brain Dev 2014
Yusoff S, Tominaga K, insertion in the SMN2 in press
Okinaga T, Kitai Y, promoter may not be
Takarada T, Kubo Y, related to the clinical
Saito K, Sa’ adaha N, |phenotype of SMA
Nurputra DK,
Nishimura N, Saito T,
Nishio H
Kato N, Sa’ adah N, SMA screening system Kobe J Med Sci | 60(4) 2014
Rochmah MA, using dried blood spots in press
Harahap NIF, on filter pater:
Nurputra DK, Sato H, Application of COP-PCR

Nishimura N, Sadewa AH,
Astuti I, Haryana SM,
Saito T, Saito K,
Nishio H, Takeuchi A

to the SMN1 deletion
test




