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LT3R IBRIEEL & 8RR oE
Frictp iz 8L, WL %
B3I ENTE (ABAHERIZHD
THERATOMBREZ &~ LT).
H3flos 74 vTuy roE5R
2B Z Lok, s OEEARD
5, BEOKRPEZS A4 FEERL -,
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¥ 72, [FARHZRBR2 T %2 1T > T
(FETH S, EEMIZIZ, —B7%
MR AL EICZ . BYEEDH B »
BB FREBEOENE 21 Y IF Y
Fo#4 rEIEHIEIBE L Tha o
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SRR HIERASIE DT
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B8 rREOLELS BEFBHEAIE  ARERRICAL
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SEMEICLHEBIRE EHREOBR-BH
B ROk DT HIERRCORMRYY—=2Y
BHESF B EBERIT—HEE) o .
BETBEHS R AORET FEDYET L ORBRTEREL
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FERALAIUEBIR
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1. ERRWIERETIE, BRKOEBILE L2HE L NEROHED -0

A EEEEHFEIC L 2 EER LW - IBROEEOIEE

B. M{RIRHT & EET2W % &0 - W ELHE & IRIE D T

C. BERBGOBERTRAY v 72NRE LA I F—0bE

D. BETZW LBRBTHY V) v T OEfHHEE

2. b VAL=Ya L s U —FHTIE, BN L EERROHED 720
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TV T—vaviZ14200BELL, T2 AAvyyaryz2aH7<, 30
FUWIZIEKD 2 L) IcBBELET, BE, KE2 AN ODDOEDHTHE L
ERWET, RREBEAWICHBOHIZEBEWL 325, SNEMEDANDE
HEWL T,

JEFIZ, SFEDATFETCTEOBEY ELET,
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[[HEA] EXRERBAERRARDEDODE L IBRIZ AT RO RIRR &
SREE~DREE
[EH] EERFIZOERFMTFTIEEW,)

K4 : OfF L & BEHERME SFHES

FTd : BT - RERH R ¥ —  HiRFERT

[BH] ERMERMEEFRRFAREOCHEIL. 1E07 45 1 Hl%
B, KEEZI2FB LR, —BOEERRDOLNLTVS, iz, 1EBI
VERBE L SNEEFREIC L DERBOEERE L 2E L ESCHEOIERIT.
FTDORREED, ARBREREZBICTOILERD D, /2. 7V I —FEH)
ELTDERREE. £ L UREBHIACHERERROZD OBRERBOIE, &
B2 TEREHBEM AR CERIED TV T ENBETHD, FI2T, A
R TOZEARMFEDERRIIZOVWTHRE L, REELDL I hE 5
BIE T REPRFTET 2,

[FiE] BERECOVWTUL, ZKRABROEF L BREOERR T, U
EEDIERIT, MEEERDO A T — 8T & ZME COAR R T2, M4
B TholtNREIF—2FRFEE MR L TITo 72, BT IIE)
CEBLRETEBINTVDR, A BEREEZEDI Z L BHKehotz, &
FREIOILEIL DNA, U 335k, RMEFMIE, JIRBMERIZOWTITo 1,
ERMEOERIT. EFRLHFRECODVTD= Y X2 FANERE 2T,

[BRFIUBER] BFEAETIE, HEBEREIED., HRECREBRRLYD
BHDHET Uiz, SEMRMITIIEERbo TR, KESHEL 1 1 KAICK
FTL. 2h% (INERE] ORI LTEEL, EME~0EMEZR -, &
BT UREMZ, FWHRLETHIFEEED 2, ABE I F—i3EHRRE
BL=—ADNEDZFRMUEDFERDE L Z L3R, BEREORER,

HEVEATELT, REE~REE L Ro, ERIEIZ-SWTIL, REOX
RBEEND,

[Fm] ZERICREBEH TV ARERDH S —FT, FELERENEBESLTY
BRWRELH 5, REEICHIT, BEN LB TRITO D DBREREDINE.,
R FEDORNR, IBEEHEY B L ERMREOHERNKREE~DK X 2]
BEirol,
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PLP 1  EZFERE LEHRRE L OB :
SR A Pelizacus-Merzbacher Jd» & SRR ffE 2 ¢

Ak AT
(MM RZZER PR EISERT - BEEEREBRL v 5 — - 7/ LS ST

WHIER CIIREATRIZ X D Pelizaeus—Merzbacher % (PMD) :2ZWidi/-HIR
CTARHY L 2o 7 PLP1EEF (PLPD) D RmAERZRE ULk, £EDEKE
LB 2RI PD DR ON BEDBLETHITZMAO—RE L TT>TER,
WL PLPI DREBDAF ST Wih, 2D PLPI DFELEE (a¥—¥
BE) RPRETORET LI LS ok, CNETICHAERE 260, B
Ho6fl, REIFZERZEEL TS, 20t PLPI BETEEORD oLk
WIEBI D H B, BARZNSICOELSHNEID#HAZ L TW2DT, Z0OfE
BIZOWTHET S, (1) REZOMELEBIIRRZILICER D, Bk
KA PMD 2> 5 BRAFERE D SRR R 2 B4 (SPG2) ¥ CHRIAV AT + F A
ZETHIE0bdot, AERLFELOBEFREHLLICT 22 LIZHP
FHREZ2FHTZ2LTEELEZONZDT, EEICF ESHKEEL B 2ER
TWw3, (2) BEDOBNT PLPIEEBMRHTE Lo EFDH B 20 FlicD
W PMDL DIRFEREEE T (6JC2) %A L 725, ~TuDEREBH 12 1 flRD
SNLZFTHoT, I LEMIZOWTIX PLPI D2ESIZFR =254 > b
O YRICEEBD indel BRI NI-DATEE R Do,
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[EEA]) PRk 21 - 22 £ PLP] BETRNT O RERE~R B2 Frog
BT E LT~

[(EE] ERZCORFITLEIY,)

K4 :OMNR £ FiffeT . RHE—2 BEER3

PR © LGN AT BOE AR R IR BB - E Y ERE L v 7 — 3
AR 2.7 ®ER, 3.RESH

[B/] MBEcit, AREOEEBRASE ICE T 5, PLPI BIEFRIT #R2
FELTToTw 3, SHEIZFR 21 FEMBOERICOWTE & o, BrIciRiE
D 2EEFNZ DO TEHERICBIT 2T o 72D THE T 3.

(k] WRIE. FAL 21 £ 4 ABRRIZ, %4BiT PMD W% BINIC PLP] &5
TREZRT>7 226licoWT, EEMPCR, FISH, ¥ — VXV RA%ffol, %
DR, BRI FYVIZEERZERDIAER 1 &, 7Y v 2T ITRER B 5 2
WKW TE, oI ET2iTo7, fEHI 1 5 IEHE PLPI & site directed
mutagenesis 12 & DG RRI PLP] %, FEHR 7 ¥ —icflids, COS #fic
VR7 278 SVICTP7 VA7 27 b L, 24 BREIBEIR L, #i FLAG Hif
EfTo7, FERM2 ;PLP1 D4 buv 1 &, RABB DLZV Y 1T T4
?—ZRE L%t Z A, Long-PCR 3AJHET & - 72 (~50kb). ER 7 F 4 <~ — ik
2D PCREVIDERMY — 7 LV ATRE L o B T A2 RAE L 7=,

[(BRE LUEBE]

KERE 22 BloN, BETE L LT3, EES3H), 3FB1IH, =7V 2-7
DRI GEF| 2) 23 1 BITH > 7=, HRAE R IX 8 BT, ATG>AGG (initiation
codon) (exonl), Phe32Val (exon2). Ileul76Asn(exond), Asp203His (exon4).

Arg205Lys (exond), Ala214Asp (exonS) & Z#Z 3 1 Hlli, Phe240Leu (exon6) I
MABIFRD 2\ 2 FlIC RS 7z, FEHI 1 TIX ATG>AGG (initiation codon) ()25 B
AIZ XD, J1LFLAG 54K T3 PLP 1 DRI ER L 7z, £/ FLAG 12 X B8

ZEEET 5720, ¥T7DRVT IR P oERE N-EA T EEE R
L7223 AROFERTHY ., BERIKIHUTIERLEZZ onT, BIEDE
R, RMMRECEEEET b ZhE2IRFEL T, FREMN2TE, 41~ T
OV 1»oRES34kb DRRZFAAL., UMK ZRE L 7z, ZOEHD F -8
HEDORERTH Y, HERKALRL, BEORBFBELE T2 L)k
BE2XRLT,
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[HERE4])
MLPA(Multiplex ligation-dependent probe amplification)iZ & % PLP1 E{nT 2 ¥ —#
FET

[FE] (FERBZIZOEBR/ITLES,)
K4 ORERER !, KHE—2 MR 123
Fi : LT IR A T BOE AR N BRI R C EbERe v Y — E
okl 2.0 #®AERL 3.0 HFEAR

[H#]) Pelizacus-Merzbacher 3§ (PMD) %, PLPI BIETOREIZI D FRIET 5
X HEEHS MO EREANAEEMNETH 5, PLPI BET O 2 ¥ —HEEIIER
DF) 6—7 El& i 5, B FISH XEEHER T B % HERR W HE Oz s 6l
DEHBIZHEND D, B ARRZE L, 500k LT OBEHIZRE E I 5 H]
23D 5, 7L A CGHETIMHHFRE L THRO TENS S, IRALLTa
A FIICEEIAKE L, exon LINVD o E—HEICHT LI T, B
EINBAREE D BEETELV, MPLA 1., exon LU T a2 E—HELEZHK
HI 3 LB, BFED | RRAZV—=v 7L L THERALELONS, S
PLP] ¥ A MLPA IZ X 3 PMD fRATIC DWW E LD,

[HiE] 3§53, PMD ZHiz HRICRM I BE, &5 WIRRZE LT,
XERZLZABZBLOL BN ZED T, BREI NI~ URMIMER Y
v 5Bk K D iZEHEEE (QIAamp DNA BloodMini kit) (2 X 9 %4°/ & DNA ZHiH L.
MLPA T T3 hHREE % 2 [AI#E DX L 72, MLPA (X, MRC-Holland %% MLPA
P22 PLP1 %Z\>7-, FISH T3tk 7’2 — 7 & LT RP11-832L2 % v,
Leica CW4000 THIZ L 7o, MITIIHERAREERSDKEDO D & Tirbik,

(R E X UEZ] PLP1 H#E (duplex) BYEMEH. PLP1 EERKZCE, PLP1
=E# (triplex). PLP1 BEETFHMORER (exon2-6) V>3 #1d, MLPA TlXiE
MBS 2 Z EARETH -7, L L, BAC7u—rv27u—7¢tL
7- 1A% FISH Tli, IEMEIC triplex 8 & BB FREOREEZEETE 2 L1ET
Ehabol, MEOERD S, PLP1 FFEMN MLPA i, PMDI XA 2 Y —=v 7
LT TEHTH -7,

[#&iw] PLP1 RFE#9 MLPA 1X PMD DRIKZWICBIT 5 1RA 7 ) —=v Tk
LTHBROTEHTHYH, BACFISH Z2HiTT 2dbD EEZI SN,
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