- g6l —

[Bl#E4]

[#E35]

H254

HREROTTICET 5—ER

HERE KL X H A V4 FREEA BE5 N— HRR A
Shigeki Kubota,
Yoshio Nakata,
Kiyoshi Eguchi,
Hiroaki Kawamoto, Feasibility of Rehabilitation Training With a Archi £ Physical Vol 94
Kiyotaka Newly Developed Wearable Robot for Patients With [ ootioo OF Fhysiear = = jvolule 9% 11080-1087 |2013

; . o e Medicine and Rehabilitation|No 6
Kamibayashi, Limited Mobility
Masataka Sakane,
Yoshiyuki Sankai,
Naoyuki Ochiai
Tetsuya Ueba, Omi
Hamada, Toshiyasu Feasibility and Safety of Acute Phase
Ogata, Tooru Inoue, |Rehabilitation After Stroke Using the Hybrid Neurol Med Chir (Tokyo) 53 287-290 2013
Etsuji Shiota, and |Assistive Limb Robot Suit
Yoshiyuki Sankai
Minh Tuan Nguyen and Measurement method of @ntgraction force between ‘ .

. . . human and wearable assistive robot based on strain|SICE Annual Conference 401-406 2013
Yoshiyuki Sankai

of contact part

Mirko Aach, Renate
Meindl, Tomohiro
Hayashi, Irene
Lange, Jan GeBmann, Converging Clinical and
Andre Sander, Exoskeletal Neuro—Rehabilitation in Chronic Engineering Research on
Volkmar Nicolas, Vol 1 233-236 2013

Peter Schwenkreis,
Martin Tegenthoff,
Yoshiyuki Sankai,
Thomas A.
Schildhauer

Paraplegic Patients - Initial Results

Neurorehabilitation

Biosystems & Biorobotics




- g6l —

[l #K4]

(RS ]

H25 &

MREAROTTICET 5 —EX

REE KL WX A M4 FREEA & Ny HiREE

Matthias Sczesny—
Kaiser, Oliver Hs
ffken, Silke Lissek,
Melanie Lenz, Lara
Schlaffke, Volkmar |Neurorehabilitation in Chronic Paraplegic Patients{Converging Clinical and
Nicolas, Renate with the HAL® Exoskeleton - Preliminary Engineering Research on Vol 1 611-615 2013
Meindl, Mirko Aach, |Electrophysiological and fMRI Data of a Pilot Neurorehabilitation
Yoshiyuki Sankai, Study Biosystems & Biorobotics
Thomas A.
Schildhauer, Martin
Tegenthoff, Peter
Schwenkreis
@Fﬂ%g’ ?I%@&’}E BB IER 251 % M & S BRI C OB S
i, REPELE, & HAE | R T TR L& & ShE H C ORI R -
fgﬁ,bu%ﬁﬁﬁ,ﬁﬁﬁ @éb\'ﬁi M U ANEZE 50 43-47 2013
%gﬁ BRILEH, &
b BAF, =i, ¥p ) - . N2yl y M A S Gt =1
AENE, e, o E%%F?&%%%EE% LIHRETERRIRIERRE L 2 U | pepempar 55 551-554 2013
BT, AEREH -
H. Sakamoto,
M. Hirano,
M. Samukawa, S. Ueno,
Z'gi??;ﬁi; Details of treatment-related difficulties in men
M:Kuwaharaz with ant?-N—methyl D-aspartate receptor Eur Neurol 69 21-26 2013
Y. Hamada, C. Isono, encephalitis.
K. Tanaka,
S. Kusunoki,
Y. Nakamura.
M Tanaka. K.Park Reduced fingolimod dosage treatment for patients

; o ’ with multiple sclerosis and lymphopenia or Mult Sel J 19 1244-1245 2013

K. Tanaka

neutropenia




- V6l —

[5#E4]

(a5 ]

H254F &

MRBRROTITICET 5—ER

FRFRE R4

LY A BV

R

/\°‘—-f/“

RS

Y Hachiya, R Mivata,
N Tanuma, K Hongou,
K Tanaka, K Shimoda,
S Kanda, A Hoshino,
Y Hanafusa, S
Kumada, E Kurihara,
M Hayashi

Autoimmune neurological disorders associated with
group—A beta—hemolytic streptococcal infection

Brain Dev

35

670-674

2013

S Tetsuka, K
Tominaga, E Ohta, K
Kuroiwa, E
Sakashita, K
Kasashima, T
Hamamoto, M
Namekawa, M Morita,
S Natsui, TMorita, K
Tanaka, Y Takiyama,
I Nakano, H Endo

Paraneoplastic cerebellar degeneration associated
with an onconeural antibody against creatine
kinase, brain-type

J Neurol Sci

335

48-57

2013

S. Nagayama, Y. Gondo,
S. Araya, N. Minato,
M. Fujita—Nakata,

M. Kaito,

M. Nakanishi,

K. Tanaka, H.Yamaya,
H. Yokoyama,

K. Nakamichi,

M. Saijo, K.Okamoto,
Y. Toyoshima,
A.Kakita, M. Matsui

Progressive multifocal leukoencephalopathy
developed 26 years after renal transplantation

Cli Neurol Neurosurg

115

1482-1485

2013

Yamamoto F,
Yamaguchi T, Tamaoka
A

Case report; a case of anti—glutamate receptor
antibody positive limbic encephalitis with
positive various autoantibodies

Nihon Naika Gakkai Zasshi.

102(8)

2057-2059

2013

Iwata A, Nagata K,

Hatsuta H, Takuma H,
Bundo M, Iwamoto K,
Tamaoka A, Murayama
S, Saido T, Tsuji S.

Altered CpG methylation in sporadic Alzheimer’ s
disease is associated with APP and MAPT
dysregulation.

Hum Mol Genet.

23(3)

648-656

2014




- G61 —

[Bil#K4]

H5EE WMEMEROTFITICET H5—ER
[#E35]
HRERL BH A M4 HEWHL B A=Y HRRAR
gka$zézgh¥%aT?kuma A unique mouse model for investigating the
’ i properties of amyotrophic lateral sclerosis— .
Okada T, Keino—Masu ated 0 TDP-43. by i Neurosci Res. 77(4) 234-241 2013
K. Ishii K. Kwak S assoclate pyoteln , by 1n utero
M;su Y Ta&aoka A > lelectroporation.
Hosokawa M, Arai T, . . . . . .
Yamashita M, Tsuji Akiyama H.Differential dlggnogls of amyotrophic
’ _|lateral sclerosis from Guillain-Barré syndrome by . [Epub ahead
H, Nonaka T, Masuda . . d . . £ TDP- . Int J Neurosci. int] 2013
Suzukake M. Tamaoka quantltat}ve ete;mlnatlon o} P-43 in of print
A Hasegawa’M cerebrospinal fluid
. Statins reduce amyloid B —peptide production by
Hosaka A, Araki W, . . ; ,
0da A, Tomidokoro Y, mojulfl““ﬁ am{lo?d procursor proteln matwration | Neurochem Res 38(3) 589-600  |2013
Tamaoka A. gn phosphory atlog t roug a cholestero
independent mechanism in cultured neurons.
Baba 0, Yamagata K,
Tomidokoro Y, . . . . . 2013:542130.
Tamaoka A, Itoh H, Neuroleptic Mgllgnant Syndrome in a Patient with Case Rep Dent. Epub 2013 2013
. Tongue Cancer: A Report of a Rare Case
Yanagawa T, Onizawa Jun 18.
K, Bukawa H.
7in — ¥
B B 3 T Bt 2 38 - Or thostatic tremor 75 B [EHIFE 23(1) 15-19 2013
=, b




- 961 -

[Al#K4]

[3E35]

H254F

MRBROTTICET 5 —ER

FRERA

FRFES

?ﬁ%ﬁf’/f }\/1/% %% NS Hjﬁﬁ@

Egawa N, Kitaoka S,

Tsukita K, Naitoh M,

Takahashi K,

Yamamoto T, Adachi

F, Kondo T, Okita K,

Asaka I, Aoi T,

Watanabe A, Yamada

Y, Morizane A,

Takahashi J, Avaki

T, Ito H, Yoshikawa

gbzzi?agak%aiénabe Response to Comment on “Drug Screening for ALS

D. Hioki H Kaneko |USing Patient-Specific Induced Pluripotent Stem |Sci Transl Med. 5(188) 1881 2013

’ S Cells”.

T, Makioka K,

Okamoto K, Takuma H,

Tamaoka A, Hasegawa

K, Nonaka T,

Hasegawa M, Kawata

A, Yoshida M,

Nakahata T,

Takahashi R,

Marchetto MC, Gage

FH, Yamanaka S,

Inoue H.

Fall Risk and Fracture. Falls and fractures in . .

Tamaoka A. patients with neurological disorders. Clin Calcium. 23(5) 679-685 2013
gﬁ???iigeNK’ Downbeat nystagmus associated with damage to the
K ’ medial longitudinal fasciculus of the pons: a . May _

oganezawa T, . . j J Neurol Seci. . 98-101 2013
Vamaguohi T, Tamaoka vesplbular balancg control mechanism via the lower 15;328(1-2)
A ’ brainstem paramedian tract neurons.

FIERE, & B VBN EERE = = —u XF—DRBELE O, |[#HENE 79 (6) 726-731 2013
I IEE Charcot-Marie-Tooth# DG A EkIE BrainMedical 25(3) 243-250 2013
I IER: Charcot-Marie-ToothJH Clinical Neuroscience 31(8) 980-981 2013




[A#K4]
HOEE WIERROTITICET 5—E

(%35 ]

FRERS BLH A M4 FeFTES & PR i

IIER, SRR A=
BR, WEANEEEL, @ HT
&=, AHEE—, FLE
B, KRBT,
B, WER, ) |EECHEEERICRT 5 EMBERTHER X CEEHE| 5 0w a

%, MERT, LAE|/EEBEOEE—T v r— NEED H— VR
B, $EHIAE, EERET
fE, )i%lE, JEREL
B ERE R SRR

U= =7

2 Vol. 67

No. 10 404-410 2013

Shuichi
Tetsuka, Mitsuya Creatinine/cystatin C ratio as a surrogate marker
Morita, Kunihiko of residualmuscle mass in amyotrophic lateral
Tkeguchi, Imaharu sclerosis

Nakano

Neurology and Clinical

> 1 32-37 2013
Neuroscience

Syuichi
Tetsuka, Mitsuya
Morita, Aritoshi Iida|Znf512B gene is prognostic factor in patients with|Journal of the Neurological

e . ; . . 324 163-166 2013
,Ritei Uehara, Shiro |amyotrophic lateral sclerosis Sciences
Ikegawa, Imaharu
Nakano

- 161 —

S. Tetsuka, M.
Morita, K. Tkeguchi, I.
Nakano

Utility of cystatin C for rgnal function in Acta Neurgloglca DOT:10. 1111 |Ane. 12134 2013
amyotrophic lateral sclerosis Scandinavica




- 861 —

(Al #E4] _
H5EE WEBREOFITICETS5—ER
(5]

RFTHE KA LS A SV FEARFE B N HAREE

<

Zen Kobayashi, Ito
Kawakami, Tetsuaki
Arai , Osamu Yokota,
Kuniaki Tsuchiya,
Hiromi Kondo,

Yoko Shimomura,
Chie Haga,

Naoya Aoki, Masato
Hasegawa, ]
Masato Hosokawa, Pathological features of FTLD-FUS in a Japanese Journal of Neeurological
Kenichi Oshima, Population:Analyses of nine cases Sciences

Kazuhiro Niizato,
Hideki Ishizu,
Seishi Terada,
Mitsumoto Onaya,
Manabu Ikeda,
Kiyomitsu Oyanagi,
Imaharu Nakano,
Shigeo Murayama,
Haruhiko Akiyama

335 89-95 2013

S. Tetsuka, K. Tominaga
, E. Ohta, , X. Kuroiwa
E. Sakashita, K. Kasash
ima, T. Hamamoto, M. Nam|Paraneoplastic cerebellar Degeneration assosciated
ekawa, M. Morita With an onconeural Antibody against creatine

S. Natsui Kinase , brain—type

T.Morita, K. Tanaka, Y.
Takiyama, I. Nakano
H. Endo

Journaol of the

Neurological Scienses 335 48-57 2013

RILEZSE, HFFEOE
F, JIODFHETF, BAR|UFELEEREICIIFLVERDSER H A EREE R, 18(2) 101-102 2013
HIE, BHEAET

S g |[BEEDPNI AL ) —BE,NL Ry FET. @K|AAFRTFINEI T _
RIEM—BE, KRBT |piaimzn ) 0 ) 7 0 eIt AEEAOE | ok 27 17-26 2013

Maeshima S Family support in stroke rehabilitation Int J Phys Med Rehabil 1 el04 2013

10



- 661 —

al#E4]

H2OEE MIEREOTTICET —ER
[#E5%]
FIE KL L Z A Rv4 FEREL BB N—= H R AR
Maeshima S, Osawa A, |Diffusion tensor MR imaging of the pyramidal tract
Nishio D, Hirano Y, |can predict the need for orthosis in hemiplegic Neurol Sci 34(10) 1765-1770 2013
Kigawa H, Takeda H |patients with hemorrhagic stroke
Osawa A, Maeshima S,
Yamane F, Uemiya N,
Ochiai I, Yoshihara |Agraphia caused by left thalamic hemorrhage Case Rep Neurol 5 74-80 2013
T, Ishihara S,
Tanahashi N
FRIERETROEFLITEE O B BICRYL 2?2 —F
N > ¥ ZEE\ -
2 E D R[E R DI B A B \ 692 78-96 2014
BEVVRVTRX VA N=) AEER - NEITE| AR B a =oAL
T FE A D3F——nr Ry b A —VHALeIRER & ASBEIRORNRE | & — 5256 H AL mfmEYS (55 11 2014
2} ’ BERKSEREHEE
Fumuro, T.,
Matsuhashi, M.,
Mitsueda, T.,
Inouchi, M., Hitomi,
T., Nakagawa, T., Bereitschaftspotential augmentation by neuro— . . B
Matsumoto, R., feedback training in Parkinson’ s disease. Clin Neurophysiol. 124 1398-1405 2013
Kawamata, J., Inoue,
H., Mima, T.,
Takahashi, R.,
Tkeda, A
Nojima, I., Oga, T.,
Fukuyama, H., Mirror visual feedback can induce motor learning . B
Kawamata, T., Mima, |in patients with callosal disconnection. Exp Brain Res. 227 79-83 2013
T.
ko s Spike—timing dependent plasticity (SIDP) & hT® e
W ~: A N . Y % _
REER R HIIC & 2 BN % D EZDH DI \ 244(T) 603-607 2013
BE T BB | MERE R R PRt R A P 41(3) 134-142 2013
EEEER E L — 7% (Long—loop reflex) Clinical Neuroscience 31(8) 949-951 2013

11




- 002 —

[ #k4]

[ ]

H25 & &

HRRROTITICHET 5 —ER

FRERL -

B

FERFEA

/\°~——~~f/°

HIREE

Ando H., Sato T.,
Tomaru U.,
Yoshida M.,
Utsunomiya A.,
Yamauchi J.,
Araya N.,
Yagishita N.,
Coler-Reilly A.,
Shimizu Y.,
Yudoh K.,
Hasegawa Y.,
Nishioka K.,
Nakajima T.,
Jacobson S.,
Yamano Y.

Positive feedback loop via astrocytes causes
chronic inflammation in virus—associated
myelopathy.

Brain

136(9)

2876-2887

2013

Sato T.,Coler—Reilly
A,

Utsunomiva A.,

Araya N.,

Yagishita N.,

Ando H.,

Yamauchi J.,

Tnoue E.,
Ueno T.,
Hasegawa Y.
Nishioka K.
Nakajima T.
Jacobson S.
Tzumo S.,
Yamano Y.

. e e

CSF CXCL10, CXCL9, and Neopterin as Candidate
Prognostic Biomarkers for HTLV-1-Associated
Myelopathy/Tropical Spastic Paraparesis.

PLoS Negl Trop Dis.

7(10)

e2479

2013

12




- 10¢ —

[l #E4]

[ERE ]

H254F BE

HERROFTICET 5 —EX

FERAE K4

B HA VA

RFEFEL

e

Ishihara M., Araya
N.,
Sato T., Tatsuguchi
A,
Saichi N.,
Utsunomiya A.,
Nakamura Y.,
Nakagawa H.,
Yamano Y.,
Ueda K.

Preapoptotic protease calpain-2 is frequently
suppressed in adult T-cell leukemia.

Blood

121(21)

4340-4347

2013

Grassi MF, Olavarria
VN,

Kruschewsky Rde A,
Silva MT,

Yamano Y,

Jacobson S,

Taylor GP,

Martin F,
Galvao—Castro B.

Utility of HTLV proviral load quantification in
diagnosis of HTLV-l1-associated myelopathy requires
international standardization.

J Clin Virol

58(3)

584-586

2013

WPE =], AR T+,
R,

15 FER IR,
IRFREE,
Ariella, Coler—
Reilly,
SHEE,
HrEERE

e e RFFH,
SERE,

2 H b,

FAa R,

AR R,

(B EA

Human T-lymphotropic virus type UEKHEFIZBIT A
Tl oD BB

H AR B B F SRS

(1)

55-60

2013

IWBFERA, Feilsntf, 5°
i

=Rk HTLV-1 B8 E e fE

(HAM)

FEET B IR R L OHeERE

BB AR BraEiek s T
BV —X  MIRIEGERE (52

fR)

23 (M)

195-199

2013

I BFSEA, PN

HTLV-1BEEREE (HAM) DJRRE « 1A & XA 4~ —
jJ‘——

H AR

71 (5)

870-875

2013

13




- ¢0¢ -

(Al #&4]
H25&E BIRMROTTICEAY 6 —E=R

[2E5E]
FeRE KA FRICH A NV RREAL BE Ry iR AR
s B A E‘%‘%?&ATL@ B RICHILV- IBFERREZ IELT | (s 05 5 23(3) 510 5013
IEFEEA Eigi%’%ﬁgmmwmm ST A FRPRETAL AU 41(3) 504-508 2014

14 -




FLRR D

117% - BRI D

Y
fit
r;j"l?,
B
=
@D
i
1T
»
7l
Il
v)




- €02 —

1161 1L ALSEBSESEH ™ 1 —O &8

117

ML ALS EREEs = 1— 0 &S 0 HHESEREOR R

a2EE fHmEE
e & %
ﬁ’%ﬁ‘rﬂf B’ﬁ% Pﬁ'ﬁﬁ L BHIET 1. R R

. 2. BEsinEE
spinal muscular atrophy © SMA §E§>ﬁﬁ% S e omomE, S
FR> LR . %%{égﬁmﬁz
$RE B & UM ‘ iy W K > 55 L1800 10 45
I Bz : S. EEMEEINERE < ERFRED 70%
e e — 7. AR REEN TG OR Y
' OEHESERE (SMA) EEROSHBROFEICEIIHERCETEHHETERYEE B i
| B, ERGAESERREROTEEN 1 -DVESTHD. ‘ TR SRR
@SMA (&, FEREFE, BREBICE DX (2 (SESY, SMEAREND N (bR, BHALRED, B~ AR R L
R GRER, BEE) & VE BAREY) CHEShB. ) P ———
@/NREARAE SMA OREEETIE 5 BREMA 5013 ICHET D SUN BIRFTHBH, K ’ i
ASEE SMA I, FREGETFIRERGERDZ. N N .
O/NRIBSHE SMA ORERETFHBOMIIE 21T LIk T, MIRERPEBN S SWA B SRS ERE O ERRnYTe
DRSNS HBHEIC, RENLBEIVEBEL TRERZHELT wiiﬁﬁﬁﬁéﬁo & 1. XEES .
MEEEIC AR 072, SMA RRTIE SUN BEREFOILI YV 7,8 BEOREDBHEN TS, (1) gﬁgig —— -
- 1 < &l FTFAER S 4~ ]
GSMA OIRFREROEEEE, SMNBRFICE>TEEESNS SMNZEELEETSS %gﬁ}_v 2 EEYED3
EDTRRENTUNAE. ) puctgs
GSMATGDJFERK%.‘&& LTH, BH=1—OrORKICHT SRFED S SUN BEENRE g}&_;ﬁggﬁggﬁ tasciculation
BYTREMOER N VR EFIACBSIEER, BB UYL, T TVERE NLT0 ©,I§§” e
BLCHRIENTOS. ) v za
@EROMBL NILICHY B SUN BIET ORI, TOWEORBLEESHI, RAKED ®g§’i§&%@
i ROENS. BLEFETS 5
SMA DESFROFHE EOFRES KD Sh B o SEliEn
I TR AP S & & OREEIFTE £ B3
(@) sETRE
e an £ o survival motor neuron (SAMN) WEFERERD 3
FHMERHZEMIE (spinal muscular atrophy © SMA) HEMOMARBOEY cEmeE =t

W& BRFEN E AT IR T 2 L T2 B Ra RS ERERTH 5.

(1) HEmeEmmE

i SMA OBEFEEO O L BIER - SRERLTH 2 EPLE §2§ ﬁgg&zﬁm
: ) et 3) B - s
&, P THBEVIEIOL LI, BERSMABEEBEN, ﬂkm@“y%ﬁﬁﬁ §4§ ﬁgﬁ, R =P, Wb S UEMRS, SHEEEs o
p : -0 22000 42 D B EOEE S BB SR AY & 5) RS
P SMIA 52 e Y 85I 2009 IS DAE DL S (AL o ©) BEEMEL GEEE FRGL), SRWBEEBERNHEL Moo
oo tooemens | WHREIRAER) WRZIERCIT 2 WARRE (X - o peemermze | T
b = . S xs e e L2 FA2bR7 14—, Faen s
Do OREBROE | metdg) v THlO &SRB ER S 0 Y. . & BRECELATUEHS 2 -0 WE 2R, o
IR TR, BESR, HBOFMMEEITEGEMIE (spinal progressive muscular atrophy é%} z%ﬁggﬁﬂaﬁﬁﬁﬁr B
’ g RHRIE
SPMA) & LC, NEBIZIED SMA & ASHIED SPMA % 457K L T SEMA _(11) mEmanms
LLTHY, DHAEDMBIEBIEMIIESRI BT, SPMA ORELY s BlOHE

FERIN Tz, BRAORERLHRIL TR, (L0 SPMAL & v ) FBIdM
BanTBL7 [REDOSMA] L LTESIRTWA. & 562, ICD-10 T,

[G-12 BRMEMBHER UVHEEERE] OBz, G122 FRMEETHRER
SE, G129 FHEHEMEIE TR TWAS, £ T 2009 EICEERN S FEHR

LED1 (1) 0@T~TE (2), @) 01 RELEEHEIEL, 5D 2 DuFhTbin
(RS MR R S R (BFRREE © BEF4H), 2009 & )

B2 AR, [FHEHEMRE (SMA)] &hoiz :) BRRERTISE, :ﬁfi?é@tl?‘:g’(‘@%ﬁlﬁﬁ’lﬁﬁﬁgm_ T TCIREET
ANRERER I B RS EE O SMA D% < 13 survival motor neuron (SMN) & BV EETH 2 SMA * LT, SMNBEFIZER BRT SMA 0ok |

BFUERLRT SMATH Y, BAREASCHOBRNERICHTHEELL ~z,
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£l SMA O34
5 % RS REEEEIELE R
SRy k s BE <6HE never sit RSN
I okvwLE . L <2H
RELIEE SMA
UL RdeyUE SME <1M6»B  neverstand HR BB
T iR SvA . BB <10 (> 90%)
Do g <33 stand & walk alone  BREHEHHE
' ﬁ“g?gﬁg“}ﬁ:§g>eﬁ s hiRRe
e éx%ggMA L TN =
ComEasi o BRlE
. ST R > 208 normat % IS )
NOUBABSMA 0 BEE: 3% i
ST Bk ER B EAEE

(B S ST R BRI (FIGtERE « PEFSIE), 2000 & 9)

FREGERE (SMA) &, FRONAMBOEE & 5 HEH L&

R ET R LT A TER S 2 - O VRETH B, R - RBliR A
 MECOBORS, HESTRT. SMAOSEY £ LT, BEFH, W

EEEECSR H D mE vRCSEShs @) mEEL
T, Zerres 5 ¥ 453 MR OFRIES Ma M, 3R LOREL MbAZ L
Cvh, —FIVER, RABICREL, ETOSRE, BRESSHETES
HEhTHA Y TH OH, mEOKESS LUV EO—HT My &R
FEEFTDHL. ZBIOWTUTCENS.

B =i = | e i P (Werdnig-Hoffmann) #

GHETFAEECTEENETH S, HRTORBNHCFALEET S, FE

WA G PR T, G EESEREEL, AREREPTILLTEY,

BERET ORI ERELPn Ty E—A Y7 7Y P OREZRT S,
BESICH L CRBEOH IR SN TR 1, BREFICEEIELS
S AR b FREE R RY. TA% LWCEL LA TET, MLEE
BTEE BEE BERLREY. SOMEREIESALND. RIBEK
SN EROKEREOBEILL T, FORMREMLE FEUPELHS
BT 150 whstdrop (BN RO LNE, ATHRERETbZY
A RIS 6~ 9 BB TH Y, 24 A L TRIRIZEAFTRTT 5
[ chRE, BEELIRE, oY vy (Dubowitz) R

s
W [ T T

R R6PFET. KAZLORY, SEFTERVY, BRET
THTH L. FOMMIEIGE, FROBESALRL. REAIHBIL
AT D, RECHESERICR S, TR0 B, L) EERERTER

BRI T, HEAEERTIENVDHD.

B SMA OREEEF—-SMN BEF

NG -y Nﬁ“i"z’

8

¢ 5 3558 855 998

i 100 kb! 1 i i 1 i H J i §
¥ " T H H H H 1 i £ i ) p‘f
£ FOATRDE~ FOA T
ENAIP SMNc  H4FS5 H4F5 SMNt  NAIP
LK oo J < ] R amn Riieues)
SMNZ SMN BIETF
SMNT

EERC 5 BMEBH, TRUOSAEHESSQIST KB 3BETHRRERT.
SMN : survival motor neuron  (EFhiigs475)

(Lefebvre S, etal. Cell 19957 X )

WE B IR S—SINILD - 15U 5— (Kugerberg-Welander) 5

FREL 1R 6 B LS. BXBATREET B PWEBIIETR TV, Fith
VTRV EWSERAHTL B, BIZ, RO S EITL L.

FEEE 20 BELEY, 30BMEY 3SEULEY LT aBERS . SBL
PREMCHENET 2R T MBOARIEE 744 WAZED SMA
BETRABREL LY. ZAPAOEOLH T BRNEREIZETE
D HILEGETH B,

SMA DIEET, BETE

NBERSESE SMA (B IE, M o—3) OEREEFIE SMVI (survival

motor newron 1) METF? Th 1), 5 BYEKEN 5q13 KAEL, FEmIc |

MR ER UREFIO SMV2 BETF S EET S ). SMV BET IR

B o BUHERE L D BET 2B EPS V. SV BET 0TI |
NAIP (neuronal apoptosis inhibitory protein) M{ZT ¥ AT 5. NAIP BE |

FRAD—EHE YA VAL o TEL B RBAOEHO T H » — 3 24 2815
PEEEEM—BERLTVAID, SMA DBEEFWEMEO T F —3
ALBETAMEREFELLNT VA, MASESMA (IVE) BiEme
BERTE(LIE (amyotrophic lateral sclerosis | ALS) & D BE A BB S N5
ALS IZBW T EER) = 2 — 0 Y BUER b 2 WEl SMA TV Bl T et

11e
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TIL. ALS & ESSEEH = 1DV R
: @ SMA IZHF D SMNBIRTFREL NAIP BETFRE (BEBRH)
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[ SMN E7, 8 & NAIP E5.6 5 SMNE7, & * SMNET & Skl |

Kb, BEEBETFE MV BIEFER (REE TRRETER) 2415

g b, EREETSREEREANS . ALS BE TR SMNI

BETFEEOHRELHD Y.

ANERISEEE SMA DBEREETFFIBEO R kotl bl Lo TREFHU
TR D, BRER B D SMA OW KA SH 2541, HENP
SR P OBBI RS VERLUTERL, HEESWE T 5 LR
o fe 00 biubhid SMA3Z BRO D B 233 KFK (77%), 1E 101

FRG 09 KA (98%), ME 09 KFAH 94 K% (95%), e % 44 %R F 23 :
K% (52%), T T 31 AP 13FFR (42%), 1V E 27 RHFARRE (15%)

& SMNI BETFOIy YV, $OWEI LRIV VT DHDRELRD

7 (E). NAIPREFOIL VY5, 6 DREEDILDROBRTE, 302 ;

CEAE SRR (20%), T1H 50/ 101 KR (50%), oE7/9%K% (7%).
Ma®1/4%A Q%) mbE1/31K% 3%), WEIO/2TRRTHDY,
B OBIE SMN BETFIREL TV,

—F SMNI MEFOIZ VYV ITOHEFERELTVS SMA @ DB & 1T -

Bz BV, SMNIBEFOLY VY70 1EEY SMN2 BIEFOTI VY

T OEFE AR EREAT WA EBFEL PR o LEFo T
SMNI BEFOIr Y v TRKELTOROTHZ CRIEFERSNTEY,
Bk | HTR AT SMN BEFOLY YV T EZI VY BORE.

FHELTVAEA, BEON - BT SMNI BIETOLT Y 7T 7 SMN2
ﬁﬁ%mx&yvvt%&éné:am;ofﬁ&ﬁ%ﬁféaw%#E¢
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0@ Multiplex Ligation-dependent Probe Amplification (MLPA) $5(c &% SMA OBETBE
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i, flo> & 3 I Multiplex Ligation-dependent Probe Amplification (MLPA)
EILEoC, BEFRIHOAITESLLICRY, BEEDUWLTEREL S
2 TETVA,

SMA DIRRIZ IR SRR TS ERE

SMA O 1~ 1V HOBREDIE oW T, HO L3 1 SUNBEEOS |

B, Thbb sy RETHEORE, SMNEHE % EET 2 5 TH
TE5. BRGFEECHE, SMNBEFRETCEL CEETFERICLY
SMNI BIEFH SMN2 BIEF 252 L, Thbb SMN2 BEFORETE
MOENE2oTwd, EETHSMNEREN 120%THE 45 &,
SMA T 20%, DAL 30%, MIEX40% & EX bh, FBREROEED
LEEOEOHBEL EoTw2 2,

SMA BTV 228, MERY SMA & 385 - - FE, HEOEBIEE
Th REMESqOT—I—ICEHLTBLY, I SMVEBETFOREDLR
SF, SMATTANYTY MV B FTY I ABBIDEEL TS P,
NG, SMA +HIEIERE, SMA + 1) — 7HMBERE, SMA +
ERUEBEME L LD Y, o OREFELBESqI3 ITkzw, £/,

BREAUEBEEELRO SMA OBEL 5572, ZOBRET b 5 ELeh

Kz, 209 b, SMA +HBREEOBRETFIZ§6E 1191329134 K
FETHREI T ) VEAER 2 (GHMBP2), SMA + BRI
BB OV —H — LOBELPBESNTHS, S5 IVEILOWTIR,
BEOBRESNEL ORD, 20—28 LT, FHMOBMGEN T2z Y
X 7S5V, distal SMA, progressive muscular atrophy (GEFT M5 24 5E)
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il SMA ORI KBEROEDIH

(Wirth B, etal, Hum Genet 2006 worh)

L RN BEFOHEIEDNH Y, vesicle-associated membrane protein-associated
mmmB/Cﬁﬁﬂﬁﬁ?ﬁﬂ&S?%%ﬁﬂdwmﬁMA(Mﬁ@ L DR
HEE,

Eacag
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BERTSH 5 SMA OFERE, FEEEET, BEFDEIC T B ERRIERC
BT L EE OB ke, AREEND 1E [ BT SMN EETD
*%Eéﬁk%mSMA%%@%%uivﬁbfma.3ﬁ%ﬁ%ﬁ®m§
ﬂ;b3ﬁmtw%ﬁ@nmﬁ@ﬁ5ﬁmmﬁﬁ%k%@%%wﬁ<.&
ARERTHL IVETE, SHK SMN BETRERRDL 2T BA

10) FREEMATFII A, FREHERECBEK L 4 FlES. MR L FER S 2000:70 (8

Bl SMA OSFREOBRIARNORER

(AF) Wi BEE =5y b AR IO-F RER - BRI
BEFRAERR SHEREE IPAEE, A - SIREAR -
i HRRRE FERERT HNRZF o U
EE = 2~ O 0RE I, Tl E AL
] oy (TRO19622)
SMN EEEORIE . SMN ZREORE(L > E7AT7x TAFTY- —

LR, KU T/~

SMN BREEYREMPT b BT 2 FIEEBREEH,
%+, RG3039, BB kU
i, TxIVERER YNTRE-—

S5 SVN BEEBHOND
St N, FEITF

7 x ZIVERER, /NT0
B EFOfIhAn:
K, YT eE—0

SN2 RNA(@E?RB{JZ?, IJYLTHERATSAZ PrFEVYAFYIRILIFE,

ISIS Pharmaceuticals @

RN s/BN T§J§mmmm%¥.9rst%ﬁﬁ%
SMNIEETZR .. SMNT D% st o
E#=a-0romk o AR Hinge =

BESED SMA IV B O REII A FHEHIT S heterogeneons TH A LIEEEN

5. NAIPBIEFXREWER, WEHTEED L2 ok AEARED SMA
BT SMN BIEFOREZEL 22T 2 2 L RFEDBBFEREOBRBICE
WCHEETHE, i, BARED SMA ORRIRBH IR TV, F
PO L NVICBY 5 SMN BIEFORE, ZOBROBHELbIC, K
AFFED SMA DEEEOSH L REOEHEIRD HN5.
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A5 B neuromuscular disorders ¥ i, X
B b BRBIC W REOWT bR ERET
AEER ST (R 23-1). KREEOEHTFTH
BHLRTED b MBS —0viE, W
a, BRERY, ERTELAEILEOL, Fi
OWEZTITL, FHAIOETZ. FRHIAM
Bah & O TFEEEE = o — 0 CRIEHE) 12 B4
CEREL, ToOREDEEBHESHEwS. B
(EF =2 -0 Y FBEESNL L, R EEY
MFAHITEL, WHEESRETS. 4, T
BB —n VA EEShD L, BERLEN
BESHLEICRIEL, HERFALNRL. RAD
i M R WAL EALS) Tk, THEB
Za-a AT, EER o a - EE
NAH, FHEHERESMA) TRTMAED
Za—O Y ORENEELE RS,

FRE AR ES NS L BIEH
WEHL, BHETHELS, ECEREYD S
Bk HHE RS neurogenic B, BMHEFOD
OOFERILDHHET, HERET, HRE
§R9E e & OFER A 0 3R B % BB myogenic
EEE v (5] 23-1).

‘BRI OIS

BRGEEISHOGREORETH Y, HEET
H¥CH L. HEUAHEE L nm %/2b 10048
DR EEH, HOEATbR, MIEE SRE
BICA L THEOBMEER R, 20K
Bf transverse FIENZA Y A T 7TV ERBRRA
iRz 2 8E(TE)HFH 5. T2 HMRER
FTRTOBEBEZID SV, BEECEIREE
TRHELTWD, BRI L HEETLD

LAnEE)
Za—0y

TpEH a0

23-1 HAER = a—-0OYE LSS T —~0Oy

BY, BASGHEE(BER) ORA L TEE
LB oM triad R L T3, #MRED
TEEOELEDS Cadd VAHER, MEE
DESRNREE HIMRITEL T3 (B 23-2).

B IR D PR B B

AR (i) o, AMIoERRE RO
FHIREIL Lo TRY o Tnd, K23-313%F
HFOBOBFTOUKOERE TH S, HEED
ABCEOEFTLERRAL LTHEELTwAYR
ROT 4 i, Duchenne BIEFYV A ROIT o —
Duchenne muscular dystrophy (DMD) D EREZE
BECHH, VAPOT 4 VI NWEF-7 7 F
VI, CERASB-YA AN AV EHFLTCER
BHRBECHEASLTwA, YA aZ Y Y
BAOCEEEOIEREERECHITII =Y
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F]23~1 HERIEREEHRIEEROE

Charcot-Marie-Tooth %

BB BYRA BT 4, B

BOET pliiviii Bz AT > EA CRRI= A
IF =, HREMEYR MO
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RO X D )CURMNVE, ME | ARRE

A EpEEST B BT

IR EIR + - -

MBEIVFPFUFF~E| £ i +

(CK) L8 !

HER glant spike=TSEAL BIRER | IRIBOETCMBEROE { BB, {EIRIE R (ow volt-

(high voltage, long duration) E=3 age, short duration NMU)

SRISMREILEEORN | £ 4 —

B0 a—5—BEIRY | #EOWI HEERDMEL BRLR

(1))

iR kB | AErEEm BRRIEOXNTE

NMU : #8544

Hila

ZHm

[ 23-2 BIEEOHHEOHITHOERR
{Alberts B, et al: Molecular Biology of the Cell, 5th ed. p1029, Garland
Science, 2008 & § #&R)

2(Aa Y NCHEELTWE, 0L, M@
BEROP-7IFY, VRO T4Y, VA b
ayyAy, A AMECERLT, RERL
DRFoTVA, BRI A MIT 4 —0HC
i3, MBECEAETHAT NI T i ViEEE
OFRIBIZENELLLDDH B, EREGVA B
u7s—03h, BRICELBEDLR, ABAK
O3z YEREERRTERAE AuYURE
KXo THELD. F23-2IBHFOME, M

HalE, MEFRPN, BEICHEL-BEELEORE
CEAGYAIRT 4 —OREERT. WRED
BRESOEREORBIAEHOH YA b
T4 - DFEEHRL TS &N, EROEN
TEHFBH &N TV A,

C 2

2w E—oAT7 2 floppy
nfant, EHSESE{E T hypotonia,
HHET

HF SRR muscle tone (XU O ZEHESH I B
T, BELBLOIZERSLENITH L. HEE
W3 O0EEND D, HOMWS consistency,
W 3 ¥ passivity, 8B % extensibility T 5.
BEROETLE, ChbDEEIOWT, Eh
FNGREMN L FCHESHETLTEY, F
RPREROLEBCTHBRIELTHY, BEH
DHBEESEML T ARETH L. HERES
ST RMICHBRET 2 RTHE, T70OY
E'— 77 b floppy infant Wy, [HBE
BE L] LTI WRTPNRE, TRy E—

B
st AR

Q)
Py '

(Michele DE, Campbell KP: Dystrophin-glycoprotein complex: post-translational processing and dystroglycan func-

tion. J Biol Chem 278: 15457, 2003)
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Lo

C ER® 673

9931 gy
\OOFY R LeMDL 99313 -
POMGNT1 Muscle-Eye-Brain % 1p34-p33 o)
POMT1 Walker-Warburg fEREE Budd 14q24.8  W-E
AOV(SEZVaz) SERBE(ADDUIER)  6g22.33 g
IR hOJURV-a - 3p21 -
JANDTURB - 3p21 Sl
{ HRFU-3 - 8 LGMD1C 325 . H-E
JRITxUz BT LGMD28 2p13 UE-R
HILaTUh>-y R LGMD2C 13q12 -
AT h - EFE LGMD2D 1721 - w4
HILATUH-B BRI LGMD2E 4q12 8%
| ILITUBY- BRI LGMD2F 5q33~ o
T2 OT A Duchenne B4 Xp21.2t X%
IR MOATAY Becker ! Xp21.2 o i X4
Y LGMD1A sq@t . . ®-@
| FLYzZy AN LGMD2G 17412 -5
V| FAFY=0RTFY TS L GMD2J 90243 -2
| DI -8 BWEILGMD2A . 18415 E-%
| JOFVBIEER B LGMD2! . 199183 i)
Emery-Dreffuss & . Xq28 X-%
Emery-Dreifuss 2 ig21.2 B8
R LGMD1B 1g21.2 -8
DREFER AR - A3 -0
HAEEY A NOT 4 —  19q188 -
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®23-4 TOwE—AT7 7 Miloppy infant)

a : @Ekﬁi(:é‘i(j‘%'). ﬂ&ﬁ&ﬁ_ﬁ‘i(frog‘leg posture), b @ BT UG (traction response), head-lag B+ 5B, o WU
#ghinverted U shape. d : ZDHNIEK double folding, e : EEIEUE heel to ear sign, f: #4527 loose shoulder, g X
DT8R soarf sign, h : FEAENOBEERE window sign, 1 REEIOEEE.

4777 TR, B23-40 X5 RBEFRAY
BoNA. MEICBYTIE, WEEKRyS Ve L
THEEL, SERBEE{I frogleg posture % £ 3. F
BE#ED, BEERM,LS 15~20cm Bl &R
THEC LIS traction response Tid, HIEE
HEHLTET L 5 27, headlag BH SR
B, B CROFMHIFEZLTTLoDD L
¥z, BEGPLELLITAE, EEOHEED
HARBRCRTHEZEY, Ex380C, THEMEL
EIETB ZOLEBUFHOLESEY LB
BT YE-L TV PEBASL. BB,
BEHOTBHEFALET 20T ZDIfNRS
double folding, 3E#ERE loose shoulder, A /31—
TR scarf sign AR SN B, KHOBEETY
FHE, EMSOVHHOTEGREHYAEE)

BRDHOOLNSD.

BEERETE, B, BN REEE Hovd
NDUVNVOEETLELI) S, HERETLETR
THEI, BHETHS 52 (paralytic), Zwvd
(non-paralytic) # 55 Z L ZBEETH 5. HHE
TERRYES, EHCHLCHEE, BICKESE
Bt EOEMBHEBIT L ARETHL. RO
EELT o) LTERERONPHRESN OB
EOEEEH B,

TRy ¥—4 YTt RBOFHETERT
EEE LT, E23-50L) cESitmEsE
(SMA 1%), BUBHBY A bov1—, FRE
IFNF— (R YIANF—, 3FFaT
T—3IFNF—, EV MFNITR, EREHGE
HMEREEELY), EREFBERY A b
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[ ‘ ' |
EAHE T () WIHET ()
paralylic rion-parelytic
| |
LRIBRESRIE | ERMHIZA DT 4 — IS REBGREE
(Werdrig-Hoffmann %) , BLE, AOYYRIEH AR Down fERE
jig:) Walker-Warburg EIREE SR . Prader-Wili SER3E
Muscle-eye-brain 75 RSHE '
Ullrich 24 frispsters
RIEREERE Enters-Danlos FERSE
s NF— Krabbe 7%
$EIRYR 1B (Pompe 55) ERREIRPOT—
= hOY RU TS FURMEHRIZ O 4 —
Leigh fERREY Peroxisome
. BOA RURTAF VI
SERMERAENIA 0T 1 —
SRS A NF—
RRUVEFNF—
EAFaTI~ZANTF—
B NSILIATE
FRMERERITISEE

H23-5 JOvE—4YT7 Y MOERIEE

74— REWEIASF—(I IV FYTRE
5E, BEESIE) % &H% 5. Bhlers-Danlos fEfE
BO L) REAEBORE T, ME0EMRIC
XY LIS P VAENETRED 2. I
PR e e g B (Krabbe 6, BRMEAEY R
rav 4, HBRMEERIA DT 4 —, Zel-
weger JEIERE) &2 X ORIEAEEE T HEERE
TRRTHAF D5,

%ﬁﬁ%‘ﬁﬂﬁ fasciculation

BEMGEREGCMA) BV TEDLNRS.
SMA I B4, FWEDE. FHEOMIVIR
B tremor I, TETHRESIL. BERET
FREEED S HEO—EIEPL AT eI L
PEBEIND. FOHEEET A EHIAMRED
BTy HBEL, FUREOEDIRALEE

OBFEE SR, RESEHHEBES L ALL
2l%b.

HEA, RMEREX

seudohypertrophy

SESEMERRERIEIRE (Thomsen 7%, Becker %) 128
W, BIRAPBEL, B4 muscle bulk 25
FT kDB DMD, Becker ME VA MO
7 «¢ — Becker muscular dystrophy(BMD) Ciz,
LIFLIETH, B, Ml REREREZR2Y 5
(B 23-6). ZHIZEMERLZERY, HER
T AR LTS SN B, RO
BEELER EAROBEOERTHS. TH
OMESG NG L, TABO L) R THESA
OHEETHSL. REERIHEoT, THFVA
BoOEHIC L 2 RHGOFEFNRERRSALR



