nucleotide biosynthesis, cause hereditary
peripheral neuropathy with hearing loss and
optic neuropathy (cmtx5). Am J Hum Genet.
2007; 81: 552-8.

13)Leal A, Huehne K, Bauer F, et al. Identification
of the variant Ala335Val of MED25 as respon-
sible for CMT2B2: molecular data, functional
studies of the SH3 recognition motif and correla-
tion between wild-type MED25 and PMP22 RNA
levels in CMT1A animal models. Neurogenetics.
2009; 10: 275-87. '

14) Landoure G, Zdebik AA, Martinez TL, et al.
Mutations in TRPV4 cause Charcot-Marie-Tooth
disease type 2C. Nat Genet. 2010; 42: 170-4.

15) Latour P, Thauvin-Robinet C, Baudelet-Mery C,
et al. A major determinant for binding and
amincacylation of tRNA(Ala) in cytoplasmic
Alanyl-tRNA synthetase is mutated in dominant
axonal Charcot-Marie-Tooth disease. Am J Hum

1) Charcot-Marie-Tooth BOFEBNRETLN 273
Genet. 2010; 86: 77-82.

16) McLaughlin HM, Sakaguchi R, Liu C, et al.
Compound heterozygosity for loss-of-function
lysyl-tRNA synthetase mutations in a patient with
peripheral neuropathy. Am J Hum Genet. 2010;
87: 560-6.

17) Sivakumar K, Kyriakides T, Puls I, et al.
Phenotypic spectrum of disorders associated with
glycyl-tRNA synthetase mutations. Brain. 2005;
128(Pt10): 2304-14.- -~

18) Jordanova 4, Irobi I, Thomas FP, et al. Disrupted
function and axonal distribution of mutant
tyrosyl-tRNA synthetase in dominant intermedi-
ate Charcot-Marie-Tooth neuropathy. Nat Genet.
2006; 38: 197-202.

19)fFIEA, B8 ¥ Yyilao—-wY—- Fo—
ATRDLH: BIGFZHT. Peripheral Nerve. 2011;
22: 2-11.

—239—



SERL224F FE IR AR T B R AT S B B & (BHA IR BT IRITIEE2E)

[y nzm—-=U—- by —RJFORW - 155K - 77 ICBT D058 BE (CMTHFSEEE)

(BFFERE SIS ERFRAE IIERE)
VRR23EEE R 1 B BE 7

WRE234E6 H 24 H (4) 12:00~16:30 FEIERKFEBZESE HEIEE=

. A ORFFEHTAE K
HFH OB SRR

. WFFRER ORI IZ DT
BRI DWW (L)

Bl oy & IRIAZ DN T

. CMTUKZ 3% D &kt

201144 H 15-17 B 3Z[E Coventry TR K471, WH. #)IIBSM

. SEEEOREIED HEY EHFFEDOLED ITIZDOUNT

3—1 =ZMFRE MsEef s L TRYMELHREIc OV T

[vyba—- <= by =2 OF 7= FREICONT
BB

ynra—-<lU—- hy—RARFOBE~Y=aT/V| OIEHELETIZONT
PR DO R O
U—7 Ly NOER EBEFT - Bl 20X, /N - TR o 2 ey L)
vy nra—s<U—-+ by —2F] OFR—LX—TVOFELERIZOWNT
[y a—-<U—-+ ho—2JF| A VR T AZHONT

el CMT T ECABRRREE 23 4F 9 A 11 H
KB

—240—




i
3

3—2 {EBIFIERE
PER OSEAETT L0 SFEONFERHE OB 2 DB T TR T SV,

R OFeAET 20 ARFEENC R 2 TE R 2 BEE T S0,

C TR - R B OOEITIIENEE D R A B A D0 FHEREIE, ARE S cEE oy ba
— LV ENT- THEEESERMEB o R v M AIRBRIERIE) B (F5ERsEE B #k4E) &
DHHE

HEF: 8 A1 1AARER 1 1FAL1683040%ET
SR R TERRE Skt r s — RamE
S S RBEE . T OWAINHIEE R IIBINRE TR S

. WREIDHEFHEICONT

ERR24E1H 15 F2id 29 WREAT—val Ty LR

. O
TR FE ORI, AR ERLICOWVWTORFEL L TIHHEH LT E N,

< Fe 3>
This work was supported by Grants—in—Aid from the Research Committee of Charcot-Marie-Tooth

Disease, the Ministry of Health, Labour and Welfare of Japan.

< Fa e >
= OBFZRITEA S IR R R i B A (BEEA MR BT ARIFSEEE) vy ra— v — - by —X
RO - R - 7B AMREE) WFFEREER . PIIIEE) OB K> TR 2 bz,

—241—



VR ERA T BR EN B M e (HHRMER BRI FEE3E)

[y za— - <U—- by —RFOBW - 15 - 7 7IZEET B850 BE (CMTHFZEEE)

(WFFEflaRss FELER KRR BIIER)
TR 234F B B 2B R

BT

FVRk2481H15H (A) 10:00~12:00 HRAF—varary7y LA

L WFEE OREAEIZ OV T

N
NN

% DOFHIZOWT (L)

ot 4 - RERE EH

2. SyEmMEFEER (HEA. TR, EE. BHESEE)

3

JEE 2.

JHRE 3.

R 4.

. RERD SWRITHIT T A A v MENTEEORSE

FLIREER RS E B
MR OBER T EE

ZHINEWR & B U7z OPAL B IE 0 LIk
LT RF 50N R R i
FTER BET FIR 5

Yy a— e wl— . My —ZARFEE - FTROE W LN o
FEEERRZIANEY T—v g VESR
g Bz MZEE W

TRy A=Y HAL O v /)ba— -« < U— -« ~o—RAFBRE~DOEEKmE
(56 2 #) : fF M HEOEESHT
EEERRFIANAEY T —a VEE
NU=R WZHE W

a1l

—242—




[ 5. Charcot-Marie-Tooth Ji§ DB GEHIBIR F2WE DB —FEEK L = OREA—

IR B KR R M A TR
HEPEL - BRI
woo A e

JERE6 — 1. Q-trac system Z 7= CMT CO T A 2 )L B BEDO IR O
6—2. (MT 77—k QW7o —H)

FERSLERIRE HRREAE
weE o Ul

3. SREEEEDHFFEBENKRE D FIEEEIC DN T

[

1Ei%

4. F i

AWFZEIC BEE T A 3 SR EOBICIE, AFEEEEIC OV TORMEFZ L TRE L TS
/AN

<L >

This work was supported by Grants—in—Aid from the Research Committee of

Charcot-Marie—-Tooth Disease, the Ministry of Health, Labour and Welfare of Japan.

< Fn3cHl >

= OFRILEASWIETFARND G FEEBARRAER (vrra—- <)
— by REOBE 08 - ST BT AP BIRREE  RIEDR) OB

FoTBIhbhiz,

—243—



s ba—=—+ by—R 5% (CMT) Hi 24 Bt

BXA, [CMT] > TTHELTID?

Vo) — VU= by —2BRENDRIIDIEEETT, TCMT] [, FREWENIES SNDEBOMH

MTT., CMT BZESADZLIE, BOFOIRDFHAND > <D EETHICEE TN, BHORES
[CXTTDFRODBENI<ZDHERTY. EHIEEEFBEORSEMITHEE =TT, IYvILD
— - NU— " bo—R0D5ZH - B8 - TPICEET DR ZToTHONET, Z0O—RELT, MR
BRIC TCMT] [CXITDCIEBMERDTIEELNECE R, SOOMEARBEZTEMUZE U,

—ATEZLOMRDEFEOCSNERFHS L THDET,

BE: Erk22E9H58 (B) 14 : 00-16 : 00
18 . RAaA—IF IR ITT 17 TEAL
ANGER

T FR22EEEAFTBRHFAREFNES EEAMEERRMEEE)
Mowja—-TY— - by —RFEDEH - BE - ¥ 7ICBET 5858 BE (CMTERZERE)

(EARE REHILENKRFHEARGIIIER)

—CNT T R BB E —

TR 22F9H5H (H) 14:00-16 : 00
REA—ZIFILRYIT - 17

A5 C DR

AERMAERZH1-1-4 REA—IFILELT T
TEL06-6373-5790 FAX06-6373-5792

++ZRE++

FRE22% 9858 (H) 17:30-19 : 30

77 REER

KEEHERAA8-47 |RARTFSVFEL2 7T
TEL06-6315-8383

—244—



WENS o
TREBLED | oI 5%

CNT DESERFEIR & W%

CNT SRDBRERREIR & BWE (RASER) =
INR RS ) ONT 45 B 55 e
CNTHEDUNE Y T—2 3y IBRE 2
EYAE. BEISTRELEANEVEY, KEEE HBERN
FHEE. MRERE. B - LULA~ORIE C EBHA
CMTer 1239 27 4 — FERELER | KN
CNT BEL & ZDEFHIZONT LR
BERLE o 1| I 3%

H2Z2CMTHITHRABHZEE FXE

* T 2E9HF5H (H) 14:00-16: 00 (£BFH 13 :00-17 : 00)
REA—ZF NIRRT 17 TEAL

*EpE 23418308 (A) 10 : 00~12: 00 % 2 MMIEE

14 : 00~16 : 30 CMT thR/\BHHE

HEZF—L 30OV T 7 LUR (RBFL9: 00-12:00 13 :00-17 : 00)
MRIBEAR

I FR22EEREEFBHFHREHENS EHAMEERRARER)
[Ywa—-<Y— - by—RFEOZW - BF - 77T H8%1 3 (ONTHRZEED

(RRKE REFFILERKFHRATFIIER)

—245—



< ua—=R1—+ bey— 55 (OMT) Hi 24 B

&S, [CMTJ > TCELTIN?

Ve —= VU= b —ABENDBEROIBETY., [CMTJ [, KE@ENREESNDEEDM
MTI. CMT BESADZLIE, BOFDHRDIHADD > <D EETHICRETN, BHOBES
CXTBDFROBENMESZEDIBERTY. RCESRBEESBEORFMAMPE E2(IT. (Y v/LD
— VU= ko —BEOFH - 58 - TPICEEI DRI EiT>THRDET, ZO—REL T HER
DERKIC TCMT ST DERERHTCBELNEE R, SOOHRABBEEZTER LFE UL,
—ATEZLOHROERODCSNZERF S LU THRDFET,

BHE: EB 238418308 (H) 14 - 00-16 : 30
S5  EBEEXT—3>arvIrFLIUR 605 5=

A5

HERAR
EEFHNSD oI E %

CNT DEREREEIR & B2 W%

ONT fSDERIRAEIR & MR (RRAFER) =1

INREAFERE D CMT %5 e[ &7 Bt
CMTIROUNEYT—> 3 N vd
EYamR., BITANKOE, REEEE HREREN
ONT I2& T 558 H & LUN DX LE & FHik AR & MikEE ILTHE
HELEFLEIR, #2EROFMA KrrehE
CNT BB &L ZDFEEHCDULNT LI fZ =]
BHICE B IIE %

EE FR22FEREFBHNENREFENE @AMKRERRHARESR)
ov)ba—-TU— - by —RROZW - KK - 77T 2831 BT (CMTHIZRED)

(MRERERE FEFILERKFEHERARFNIIER)

—246—



2010 Y Y v —« v —+ by —ARHRAMME **2 ZWE7 - r—F

HEAVEES TSWE L, SBOAB#EEL LV RELL DL

AR B L OMT 1T RABRGREE - &
Hirhid=nwed, (OF=y 72 ANTFEN )

THIZDICLU T OEMICRE X

1. BR70OBNBICTDONT
O CMT BESAITARAN O & (0 ZFE O A70747)

2. KAOHERIIBBIZRDEL)?
KESZ |-
EhEHBBIZRoT
BB\

HEVBBILR Dol

2L BBILRORD 0T

O

O oo

DFHO P CRICHIRIE P > T2 Z LT 0 ?

:

4. 5%, (MTHEARSBEICGEOL )Rl te2FmEInEdne
5. CMTIZBE 2 ZBEMN T ZWETH?

THOEVEES TEVNELE,
FRk228 IR AR TS B R A SR B e (HRATER BT AR IE S 3E)

[Vyna—e=l—- hy—RFORBW - 169 - 7 7IZBET 58198 BE (CMTAFZEEE)
(Mg FAESSLER R EA R AR ) EE)

—247—



2% a—-<—by—RR (CMT) T R 2N Bt

&S, [CMTJ o TTELTIN?

VeI — V= by —BENDIBROIBETY., TCMTJ [, KEWENRESSNDEROM
MCTY. CMT BETADZLI(L, BOFOFHDEANIKD > <D EETHICEE TN, BHAOBES
(CXHTDFRDBENH/ZDBERCTY. MCHRBELEFBEORFMBHEE 22T [Yv)LD
— - NWU— " by —BEOZH - 65 - TPICEBI DM Z7>THDFET. ZO—RELT HER
DERRIC TCMT] ICXITDCERERDOTEELCNECEZR, SODOHRABEZTER LUE U,
—ATCTEZLOHROBHFRDCSNERFS L TRV FT,

BEF: 235 9/811 8 (H) 14 . 00-16 : 30
KI5 RTILIUAI—-MEZ A OV T ADFF
A5 HER

HEAE
FREHNED oIl IE %
ONT DBSEREEMR & 15
ONT S DBSFRIE I & Bl (A SRR miE 18
CNT R DBSERIEHR & SWisE (INR S CNT) B &R T
CNT w1 /NEYF— 3 ERE 2
ONT D F ik & e B ik &EH & L U otk R A
[tkE]
EYPAE. BIFAALNE, RS HERN
AEAELTx, HeEEOFE KA AN
ONT BEL & ZDEHI=DONT T
BN oI IE 3%
O SEDNFHEETFTE

-ER234FE11A6B (H) 13:00-15:30 fie£ts  (TKPAWE IV ITLYAEYS-)
SER24ETRAISH(B) 14 :00-16 : 30 HmeE  (EREAT-VavavIzbya #t° 747-)

E: FRBFEEEFBHFMAEMNE EAMRERRMRER)

o )lad—-Y—- by —RFEDZH - AE - v 7ICET 5832 U (CMTHIZEHE)
(AEREE HEAFIERKFZHERFRS)IIIEZR)

—248—



s 3 )La— T —-b5—R 5 (CMT) 1T R B s

&SA. [CMTI > TCCHELUTIN?

Y )I— V= bo—RBENDIBRDISFETI, [CMTI &, REMEIESSNDIEROM
MTY. CMT BESADZL(E, BOFDHRDOFHANK > <D EEFTHICEE TN, BHOBES
[CXITDFRDBENUZDMRR[CY. MCEHIIELESBEDORFEMAHEE 22T [YvILID
— VU= ko —BEOZH - BE - TPICRTDIMNR] 270 TCHRVET., ZO-RELT. HE
DERIC TCMT] ICXITDCERERDTESENEE R, SOOTRARBEEZTER LI UL,
—ATEZLOHROBHROCSNZEHTHE LU THRDET,

AEF: Tp23F 11 A6 8 (H) 12 : 30-15: 00
=15 KPIEHT7 LAt 5 —4B

A5 ER

EEAR

FEEHNED Il IE 3%

CMT DEEERAEIK & W&
CMT SR DEGERFEIR & 2k (RRAFER) (Sl 1{#) wmss DI IEE
CNT R DEGERIEIR &2k (UNRFIED CNT) B £ BE F

CNTB/D Y NEYF— 3y WIEEEZ

CMT D F ik E MR BEE &EH & L UNDOXNE GEEBHA) rmms h)IEE

[{REE]

YRR - WAL ULEE - FREEEE BN

HE4EFEIXR, HtEEFEOFA RKArahE

CNT BES L FDFEHICDONT LIS

BELE Il E %

SHEONBEEETTE

ERR245E1R15H (B)  14:00-16 : 30 HESRIE  (REAT-YavavIrbyi #t°747-)

I PH2EEEEFBHNIAREMANE HAMRERRARER)
Yx)ba—-3Y—- by—RFOPDE - BHE - 77IZEY 8% B (CMTHIZEED

(AR KRE HEFILERKFEHRRHEPIIER)

—249—



sy La—= T —- by— R (CMT) T R 2\ B s e

&S, [CMTI > TCHELTIN?

VeI — VU= b —RBEENDIBROBETI., [CMTJ [, KEWRENES SN DEBOM
MTY. CMT BETADZLI(L, BOFOHRDIHAND > <D EETHICEE TN, BHOBES
[CXITRDFRDBENUCZDERCY. MEBEIEEFBEOREMBHET Z2IT YvILD
— VU= bo—XBEOZH - 58 - TPICBEI DM 2170 THDFT, ZO—RELT TR
DERRIC TCMT [CXIFTDICEMEROTIBECNCEB R, SODHRAKBEZEEHRLUE UL,
—ATEZLOHRDERDCSNZERHHS L THDET,

BHE : FErk2441 815 (A) 14 : 00-16 : 30
25 BERAT—3>arIyrLrR 605 5=

A5

HENE
FHEEHLED d I IE %
CMT DERPREEIK & 22 MiE
CMT RDESIRIEIK & 2BE (RRARER) =iE &
INBHEAFEAE D COMT 9" e 8 B3
CNTRDUNEYF— 3y WIS Z
EYGAR., BTEANKOE, MEEEE HERMN
[fREE]
CMT D F i EHE & iR R EE &FEA L LU O LE BEHK
AELELEIXR. HEEFEOFH KIrehEr
CNT BES L ZDEHIZOLT 1Ly FH &
BESE IIE %

I FROFEBEFBHNEMREMEDE HAMKETRHARER)
ovba—-TY—"- by —RREOLW - AE - 7 7ICBET 5% BT (CMTHAZEHD)

(MRRRE HEFILERKZHENRPIIER)

—250—



2011 ALy Lot— « =Y — « by —RRTTRAPHRE * x5 ZWET 77—

X B IE CMT i A B EEL

CTBMEXF VS DSWE Lz, AHROAMEEL LY RELLBOL
T 51O TOERICHE XA

JhiEsned, (OeFovZ7EARTFEY )

1. HRIZOBSHFHTONT
O OMTBESATAAN O xRN (O Z%E O ®730747)

Do

. AR OHERIIBBIRVELEN?
O KEZBZRoTc
ThEHBBIROT

BEITIRoT
HEVBBRDRDPoT

&L BB BRI

OO oo

3. KHOHEED R CRICEISIE N -T2 2 LI T n?

4. A% OMHEABEEBEIC 0L 7R e mESnNETH?

1

. OMTICBES 2 ZEMA ZSVEIN?

THAFEVEES TE VW LI
SE Rk 236 EEIR A S BRL T SR B A B G (TR PR B ST IR FE 40 5)

(L a— < U—- ky—AfROBE - 1HF - BT HFgE] BT (CMTHFZEEE)
(WrzefvEd BRI SLERIR AR N T 1 IEY)

—251—



[y a—<wU—- by —RFEOBW - 10 - T A% BE
X 5 K 4 it J& & T 4
EAE WG F | ) B | SESLER K - R - RN RN O S
Wh9E o HoE | B OE HITER B - /AR o
n MR | FEREERKRZESL- V) 7o g VES o
" W B | ALIRERKSE - E5E - BIpAR oo
A fe b, _Lb'_ufll:\/ﬁ\ PASE S ,’\zllé:
, - PRV BRI - R R A DFIER - iR 22 —
At
" WE R | BN ER R © KR - AR R By #
R E | R B | B EEARR - eRNE FRRENERIS &
HHRREMAFSERT - EMEIE D Y — 2 get v &
n NEFSFOE | — - R Y Y — XRHTELY - 4 TR B e HEH=
RMT 55 B
CTM 0) ./}‘L‘t “’i’ ;" Lo« 1
) b A KDOZEMRE - AT B ARBEmE - v _—
NE YR
CTM K DEEIMREE A A > Z VIR A B X )L (RS
! W | . fesenmin
hE
FHASLERI RS - MRS
T602-0841
SR T b AT ST 38 N B LR HERT 465
R O N AR L XA S BT 8 ARHE
TEL 075-251-5793
FAX 075-211-8645
email neurokpu@koto. kpu-m. ac. jp
FESLER R G
BE (L0 FEALER RS R
TEL 075-251-5221
PRS2 L72) &
o FAX 075-251-5205

e-mail® a-tonoshitab6@pref. kyoto. 1g. jp

—262—




>

SR

e

g 1&.-»1..“.1‘“1
g
R Sl
gl T

»

L DT
o &
I o -
= i

sl ..w‘n




