EREREED /=8 DpAERIE

Charcot-Marie-Tooth 5% (1)

AW

2L bE ®

LI

Charcot-Marie-Tooth (CMT)#52 1886 SEic 7 7 ¥ A A
Charcot & Marie 8L U4 XY A A Tooth 2 ko THRAEEN
FERTH), BENICROEE(ME)PRS v Ay EFL
LN THRUGFEROER N2 L e 735,
CMT #i@ 9 5, BRERME CEEGRESNCEERERAL
EE3LDIRCMTL, FEBEHXE LS LD CMT4, WE
REVTEEREEREZ L3001 CMT 2, $EBEBIE
L34 ®i2 AR-CMT2, X eafd bicHIERETREIHE
T2LDRCMTX o8 n s, MERNOMBL LTI,
CMT 1 12 50%, CMT 2 it 20~40%, CMTX (2 10~20%,
CMT4 Il L END, CMT @5 L ORMTIZ BEFERH PR
1T L AWM E N floppy infant TRET 5 BN D congen-
ital hypomyelinating neuropathy (CHN), £#6 dhPe§itlic
$#4E T 5 4L D% Dejerine-Sottas syndrome(DSS) E w25, 7

EfAEIEN@RDELE Z 3RMT= 2 —o /% —I2 hered-

itary neuropathy with liability to pressure palsies(HNPP) & i
w2

QEGOA T RO R R
MEEMF

E1 CMTIA 1I3RBREA HiNE
A) Epon @8 toluidine blue B JEWI (Bar=10 gm).
B PG (2 ACEE - N ERRRHE L b IcBE L TRk

L#xoTvad, WERECM L TR O B8 5 o
b EOEEE MR 5. AN % Schwann HllaD24EH
B 1LY M A 72 onion bulb B &£ H T 24T MR L & BN 3,

W Bi%I% % - /- naked axon (%R)), FAHEAHERIE % 22> 7= onion
¥ bulb(%H) L3S,

B) Wi (Bar=5um). Schwann HIl8o 2217 B8R HE
WFH%E 2~5 KA 72 onion bulb TR 2 B 5. MEEPIRIC
REREEEIRNLTH S,

C) fRwiih. WhsEEic ez L THIRIO B I R0MEEZ )
tr onion bulb JE&X. Onion bulb 2k L 7= Schwann #ifa0
ZEEROMADIC L DB E NS, Onion bulb Mz & IRERHE
AUML TS,

iTha, HERERET R4 ICRAEENL228 ), CMT i

EAEMELRETRRC L ) OWEN Y, AURESETY

R 2 METRARIHETHIHAP, ALBETAMTLR

LIRAEMTESTIEGLHVEREETS, KRLY 20H

=T, CMT 1A, Dejerine-Sottas syndrome, CMTX,

HNPP @ 4 SIBIOBE G & Sl TlRT 3,
CMTIA(E 1)

CMT] REEBEFICE D, PMPR2 RETERABDHES
CMT 1A (70~80%), POBEFICERDH 5 CMT 1B (5~
10%), LITAF/IMPLE BETFZERDSEZ CMT IC(10~
15%), EGR 2@z, SOX 10 A H S CMTID % &ic
famans, LEA-T, CMTIA R, CMT PTG M
HOBVWHETHS,

i h RIS BEEL, WRERR, 22-IL, Ehdk,
Hh s BM213 %, A5 2ABui YOTHEBNETTS
3. 7T L TREEHOGBErEOena kiR,
e A PAPMRELEERT LI ICA S, MiEEEMNIC

0289-0585/08/ ¥ 500/ 8% /JCLS
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E 2 HNPPES MR
A) Epon T1M toluidine blue B JERIf, WRER (- B2 L TBIWS D i\ 88 (chin myelinated fiber) Z 8o 5, FRHIAE
< MURIATIER LR A MR oM ~0k ) R L2 2 R HMEBMZES 5 (RA), AR#on# 3kl tus, itEiEo
W, THBHEOY 1 X960 b RT3,
B) MR (Bar=1ym). W2 ELLERZEEL TS, SBMLZHROMI~0E D 27 2 (tomacula formation) % 82 5.

i3, FERENOETH S oIk HTERN, FlomSEE,
MERIEM, ME2RSHE, EBRERMIAMENERICZLVE

EatEu, FEBPIC CIDP MRS, EX 2 )2+ 005
12 £ 3 Guillain-Barre fERIFRO ML E 20 3 % YO 2T L
EEHIILMHIOETERT,

ML 17 Wfak 17p11.2-12 12811 3 PMPR2 RET %
ST 1.5 Mb RO FENL PMP22 BETFERTH D,
METEED CMT 1A @ 98% 5L L& o 35,

AEEERA T, TEPPAR oM ) e EE M (2 20 m/s
it & FPLMT LR, Rz M, 6L RA-—-MED
W7 5 segment MTORES D, MO LD ER
7oy ZizAeniw, AR T OEEMEEHE R
OETHESHNS, HBERHTREHET02EiWT
MEOMEFEELE RO 5% ¥, subclinical ZRATRAHS S
BIENED.

FIEB R TRARNIC R EORNE B0 5, HrEmci
hEERUIMIA L TE D, FEEIAD onion bulb MR IS 5 MTT
DKM perineurium l FORMPERAEMEROS, H
BiE (2, W PRI R L THEWI 0 L 88 (thin myelinated
fiber) PEVEBHEEIES, AP onion bulb B £ 3 0Ht
WETHS, Zhii, HHEEHE O MM E RV L Schwann #l
BORESEMc b, MirhbuidsFRELIcMY @t
f&T, BEORM L HHR{LE TR S, Onion bulb BRI/
EVLOLEDS EEMD 100%ICED NS, HlNMI .
&, MR L CERYR, PHERES ML, BH#ED
S -liELRT, £ ANRERFoORKIEBANR 5,
FROMEEIC L > T4 TH 25, HIIC onion bulb TERE %
BH5ZL0HIMEREERMIEN ) — 2 —0t4— L A%
b, HERAS L CRERHTA ROEMBO chity, 25,
B2 3 AF—BRIZEM A%\, SR OER 0% ER
LENDHEBNELZROZ L O3, BYHMMEFRT
2, HEEORMEERTEL % Schwann SO BEO T
N AFALMERE 2~5 MDA TH D, onion bulb % BR
¥ % Schwann fileIc MR EBOE b H 5, £1-,
MR- PERECEBRLE D ORMmE @ 513,

MGt H EBYE= 1 —0J/VF— hereditary neuropathy
with liability to pressure palsy (HNPP) . tomaculous
neuropathy ([Z] 2)

BERNIcH#M = b 2 TR, ML X o, WREGE
KB S PEEREIC L DR L ERME L FlT 5 2 L 2
L¥ %, HNPP @ 70~80%i= CMT 1A Lt ALMETFTH S,
17 Rk 17p 11.2-12 ® PMP2 B{ETF O RE: B, 20~
30% DEEH T2 loss of function & L TIEMT 2 PMP22BlE T
ERYMBEhs,

FIRSENRACRANBEOTE I EM~BEDE FETL
TED, Wit IR ICEES K E ( [NHIRE L 7:
fliRgEOSET, RELTIHANLMKTONA~0ED -k
Al ryofXLEEE )P0, HuliRzHT2H
fiii (tomacula formation) £ 8 L, FBLTRMERDEELT
WEI LS, —F, EoMoAMBRHIC MR IERL
THROM @G RZS, BN L EMR{EZ 7 %T 3, Onion
bulb B LRBHEZ L 6H 50, HOMRTIEE, ZOR
it OENI:, L 23 CLomMTERELST <, inter-
node & L Uf paranode (2§ 5134,

CMT 48k, 72 » F > XPEEFMD Neuromuscular
Disease Center DRMLTW a4 4 FHHMTSH S (htep://
www.neuro.wustledu/neuromuscular/index.html) .
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FRIRE D 7= 8 O ERIE

Charcot-Marie-Tooth 5% (2)

LI

Charcot-Marie-Tooth (CMT)#i12, BIfE L BEEBANS, #
tElfEHA % & 2 CMT 1 (RBE), CMT 2(MRMHR), &
EBEEEAE &£ 5 CMT 4(BiBET), AR-CMT 2(MRmM% ),
X pEg@EmlEEle L3 CMTX KoMEhns, GFichk
heFXELBEREFHHGHIcLD, CMT O4rHist 8N
ELTETwa M clBLi-tshTtha, £RTI
CMT #i® % 5, Dejerine-Sottas syndrome (HMSN 3), CMTX
E2ULTHETS,

Dejerine-Sottas syndrome (HMSN 3) (E1 1, 2)

Dejerine-Sottas syndrome (HMSN 3) 12, L& RIVIC 26 L
MBZEOEONEoh, BEFRE L TRREODHET,
RREEMHONELED, CMTIROWRENTH S, HEER
HMETIRTEOMBMEGERARI: 10m/s £MTHD, Bk
EAo L& 61, BEEARKPOEEEREETH),
FRBEF 1 17p 11 K& S PMP 22 MItET, 10g21 o & 17

488

2ZL L

iﬁ A W F ;;;;;t{i}qm*mmwm .‘.ﬁ . B owam
B S - L

u -
. v -

1 Dejerine-Sottas syndrome @ IMERH BENEE
A) Epon @M toluidine blue #rfs YW (Bar=10 gm)
SEXELREIERLLTYEY, T HMEHE LR

\OERIZ N L TEWIDT (thin myelinated fiber), 780 HE 04

Pl (= 12 onion bulb TERL & BBab 2, A7 MESUHES M (2 HERZOU MR /2
NTVHH, BIAEMC7FLTWS,

B) ¥ (Bar=2 gm)

WP RO AT R b R ORI IR L CIIWIATI <, TBHEHE
ORMEIZ IR L 72 Schwann fIBO & & basal lamina 12

", ¥ % onion bulb TBR% {28 3,

C) Wi

Onion bulb (2 & ¥4k L 7= Schwann #i B # i (%8 5=,
Schwann BB Ki{dA 458 L 247 L £ basal lamina(basal lam-
ina onion bulb) (W) Ic L W SN S,

3 EGR2MIET, BqB sl sMETF L LM RGNS,

FIEEMICI2, fEMICE D BRESNRL 2, HRBESA 2 S
BRI L T BRI MW O WK (thin myelinated fiber)
PRI % - 20 v (naked axon) & BMEICES 5, Onion
bulb £ ML TR SH, CMTI1A TRHS L5 LB L
onion bulb @fliz, Schwann HIBOREE L\ IEERIO Ad: 6
Wi 2 113 basal lamina onion bulb £ B& 5 = Li§@TH
3, fMEMEOEIEMY L, TMBHREDEDY A Lo/ Tik
MEMIZS 7 F L ApEEDS S ANEOBREYEE L5V, EW
ftoRMERTv 707 r—YIc kMM RBUIZ Ly,

CMTX ([ 3)

CMT #iD 10~20% 2 Jish 3, X lifEdl=TH D, Bk
EWTHRAE C, DIEN~20 RET, MBSO BN L I
METTRET S, EHMEORSRL(, MELEREBL
BOLZ My, DEBHPMEZEAN L CMTL & CMT2D
BB C k2%, BT E D, LETRIE

0289-0585/08/ Y 500/ & 3/JCLS
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B e \ ; ; ALIP 4
2 PMP 22 BEFORT RPN L 7= Dejerine-Sottas syndrome

D121 ABREA HHHE

A) MWI% (Bar=2pm). BIWIE 8§77\ fiSlBHE (naked axon) (*)
2SS, THBHMERIDELL TS, Naked axon 2 & U
Schwann SIBMEAIZ 12, WFALL 2 Schwann MO ZEES basal lami-
na & N % % onion bulb B ZR& 5,

B) M®if@. Naked axon # & &r Schwann #EM B2 RTFLL 2~
Schwann HIBI® 2%, basal lamina & D % 3 onion bulb 2 % 28
%. Onion bulb #7# ¥ % basal lamina 1= (£ Schwann HIB8% M+ bas-
al lamina & (g L 7= 2 ® empty basal lamina(%:H1) %, basal lamina
DAD I RO LD (EM)HH S, (inset)

RALHL, 4, REMBENTEEDLS>EERHZT
EOHD, ERMERNIL, MWRENL L TORBERTS
bOBH N, MBEE L TBHINIERLIFET S, BE
VO = LT, BERGEE TP RER
MEORBHISHE - LM TS, MEIL gap junction
HA®—2T#H5 X Bfafk Xq13.1 @ connexin 32(Cx 32) D
BETERTHY, ATERECLET I/ HRABPIL—LET
PERZEERTS,

N2, FMBEORE & FEM® K L 3 cluster ¥
RAETD, ABEELHE PRI 12 onion bulb R b & B¢, N
NEEOBMLAFESCH LM, onion bulb % & 3 #iliE
MO LA 2evs, BREERCHAM L THRIG VMR E &
(B, BEOMERDE WL, =7 iERo BB
WANZL, FESTIZEMGIIEMAD LicKny -THD
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M3 CMTX EREFBEZ N5 RBEH Ve
A) Epon ) toluidine blue $rfis Wit (Bar=10 xm)
FBEEE 2 A B I P IRE L B, MR

12 & 3 cluster TERASH -, HH0MHNEME I 12 onion bulb

BRbLEH S, WHBREORELFESFTHLM L, onion

bulb %38 3 fipEEORE L P\,

B) B¥i§(Bar=2 pgm)
Thin myelinated fiber 1= & 2 P 8IMHIC X 5 cluster

FoRE . F1REER o M HPAL L 7 Schwann filla0 2K

i~ X 3 onion bulb HREZREH S LOLRKINSD,

A1, ERC PG BIRNE OB L T EM®RIC X 3 cluster B
piEoBEH 51,
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