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¥ L W X & Accumulation of peripheral myelin protein 22 in onion bulbs and
Schwann cells of biopsied nerves from patients with Charcot-
Marie-Tooth disease type 1A
(Charcot-Marie-Tooth disease type 1A B peripheral myelin pro-
tein 22 OFIFIZBIT RAF)
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HMSNI1A B (Charcot-Marie-Tooth disease type 1A) @G OHEEMREHREELE L, S 3ERAKE
HEDMETR Y £ B0 WA I U BERE ObLE & BT & % 4k £ LS MO onion bulb DR £
%, HMSNIA BT EI7ERAAER (17p11.2) 12#91.5 megabase ® DNA O#FIEE 2 b O I L KSR ORIE
P15 X UTBBITRD SNTHD, QBB KRMED S x ) >0 compact portion I RET 3 WELTH 3
Peripheral Myelin Protein-22 (PMP-22) #&fh T3 Z EMWTEHSHICE o1z, PMP-22 &= FOMEE 2 &1
7R L EEER trisomy TH RIEFHBREEEEOETHSAONS Z &, PMP-2 BETFOEHEOSEHEEBE TR X
DEEZEREPET LI LRELD, PMP-22 OEETFEOEINNZDRETHS > £EZL o3, HMSNIA BTk
PMP-22 Bi=F% 33 E—F7T 32, COBEGTFEOENISEE, BIRCEDI S KKBEN TV E2EFRETHD,
HMSNI1A B2 81 2 £REMHE D PMP-22 DRI DWW TREF L7,
FiE b U RR
(1) 7¥>r 7oy MEHICX 5 HMSNIA #1281 3 PMP-22 ® mRNA OFR BT 285t

EERATIC HMSN1 B E 22 L7 BE D Y > /RER K& D DNA 28 L, PMP-22 BEF 0 1 ©—#% PMP-22 cDNA
BLUXWE 7o —7¢ LT PGAM (human muscle specific phosphoglycerate mutase) % V> genomic Southern
blot iCEDBEE Lo VY 7oy MEHTICE D PMP-22 SEFOER 2R L7 HMSNI1A B3# 5 4, X B BH (it
DR RA ERE). 5 Pl S &L UHIR 2 FEFI0 & B KR L D mRNA Z#i L PMP-22, PO, g-actin
¢cDNA 2 7u—7: LT/ ¥ 7ay MEREITo72, SV VEHTHS PMP-22, P0OO mRNAER2T V¥ X
b V{ED B-actin & QRN (PMP-22/8-actin, P0/g-actin) TRb L, EFXHEMECOLL% 1 £ LT HMSN1A
B Lo IR B E B CLUBRET L 12,
(2) HMSNI1A #iz 51} 3 PMP-22 O RS ookt

PMP-22 ZEHORB ZRET T 5 72 H PMP-22 OJEREEHMER (Y117-T-V-R-H-P-E-W-H-L-N-S-D-Y-S-Y132)
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DERA YV TR7F R 2RABICEEL, PMP-22 0K 7 0 —F Ltk EE L 72, HMSN1A 23 6 #, stBE#E10
Bl (DB RMEREE CMTIb 141, CMTII 241, CMTII 141, CMTVII 14, #%RHRHEREE 5 §)
B L UIEE 2 FIOFREHEAEBRD /35 7 4 YK 2w PMP-22, P0, MBP, S100 O fiS by e %17 5 72,
(3) HEFR

FHEHEOFEELRERTH S P0 D mRNA OFH I HMSNIA B LN BRERTEEZRASNE 1o 1,
PMP-22 ® mRNA OFH iz HMSNIA H#TEB ML Twiz (1.765), %7 HMSNIA B e BBEER L b
PMP-22 ® mRNA OFE I, BHMREE L EOMBE %2R, - GHEREEDH: Y O PMP-22 ® mRNA OFHHE
13 HMSN1A B THEML Twiz, PMP-22, P0, MBP, S100 OSSR TR IER B & UNRHIR B O KRy iz
T3 PMP-22, PO, MBP B8 D A B TH D, S100 i3> 2 v VMl OMIE Bt Td > 72, HMSNIA
Ti& PO, MBP 388 0 A BT, S100 1y 2 7 VIR OME B Th U MR EERS L CIEES L REO$
BHETH 57208, PMP-22 BB OATHE Y 2 7 U HiFIOMIAE, onion bulb Wb B TH -7z,
BB

PMP-22 i 8fzF OE®E % b > HMSNIA B O AR MRS T3 PMP-22 ® mRNA OFIIIEmML TH 0,
BRI EE L EOMBE 2D 1o, T RSERENIC PMP-2 BEHORBRRER L 3R2RY, HBOA TR Y
27 VI OMEEE, onionbulb iZ b Bk TH 5 72, PMP-22 OMREICEIL TIZARTZREE L H23% 023, %] growth
arrest-specific{gas-3)gene £ LTCREIEINTED, STV COBEER L L ORI il ciEE T 2 £ #
zZ 63, HMSNIA BofEK & LU CGREFOEHIC L % PMP-22 OXBREENY 2 v L Hilans b, EEcEEs
RiZLTw3B EEZ NI,

RMXBEORRNEER

Charcot-Marie-Tooth Disease type 1A # (CMTI1A) BRI HEEOFVERRERMEREETHY, 2051k
FHEEED I ) »EHTH % Peripheral Myelin Protein 22 (PMP-22) DEEHSRH >3, CMTIA i3 PMP
-2 BETFORFRBEIWRREFEZ 5N 50, ZOFREL TETHTH - 72, KWW, PMP-22 B FOEE*
b D CMTIA B# O ERRIH R T, AlREEE H72 D © PMP-22mRNA OFEBRSEINL THY, $722h
PRELT 2 H 0L L THREHEBIEENIC PMP-22 EHOFEENER L 3ERYD, MBOA TR ¥ a7 YHifaoiia
&, onionbulb X dFWML Tna Z L ERHL NI LTz, CMTIA B2 81} % PMP-22 OIREKE 2 EHT 27200
HELHETHY, FAETEEHZ D,
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