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BCHBTS PMD BEOBRREIRE FE LHTND. COKREBICE TN DIRIRE #AEEREL T TS
LRI BT EEARTEE THDIN, EFRBIYTE<AVSNTVRREEANTEEHSNTVS(EL).
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t1% 2 HARDIRE - M5IE ST CRBIE
R UTOBERET - &l ATEN S 20 Bt
I PMD A% 5 ER  IRERE EBAHEED B, R/ BEESRETE D560
EBHFLTI N —, PF NEBICHITREE ST L
— - R 3.
BRIFA L - BRI )
HBETERRI (D ) SEEETHD A0 B
SRS EBAH - RIS | )
PLP1 null EEARILE4S 5 2R (T TR 18, EE, EEE DS 60
-0/ F— - BEHSHE
- ] IR AL P
EORANEE
EABYEIER BRI - SEENLCHD - ENRMEA 30 B
SxlRRE RS ER TE L RN - RS A sETlhE 5 60
(SPG2) [FH3dh, BLLIFRRU. AR
BRI 5
UL R ] _
P, 20 A ERIRACTRAE | - IRIEST - )
Sy ] (T BT L N
530 D RAIEERL
(SPG2)
BEE5S.
1. FREEIMEREH
BRI

SIRESR (MRI) . PIRHREREE T 2BEOZMICE, BMRHIBES (MRD) NEEEHCTHD

[Nezu et al 1998]

PMD. PMD OXRIREZE T BEEFEINTORR

FUFEAMEEMIEZRIET D, COHBEMIE

(&, T2 BAEEGS L < (FREBEREDE (JL7) BERCTRSHRCENIND. ZOL5R
BERTIE, EADOARFER, /MY, HEOPIRHEREE CL/IBESHEEEZRDD. ASH
DNETIEEFEENHID UTED, BROIEBLOBBHEEMOEMIIED EVWDSHETES(C




R = 3[Plecko et al 2003].

BESBFZRRDAFIER 2 FETICHITDRD, FEBMMRLEE 1, 2/RICADETIE, MRI
D T2 BRERKICHEENQEEZRODTENTERN. ULL, EERGE, HERCERMD
INBHICHB WV TREERZAR (CBIIE LT TL BB T2 ESOENIRN, 3 A TR, MR
KES, WBERICH W TREBAF R Z R I IR Z 588 B [Barkovich 2005]. #IHAICCDLSRZELH
HENRBWEEE, PMD, BULIZZDOMDOIBEREZERI NETHD.

e SPG2 A, SPG2 BEET(E MRI BUROERZETNIFEEE TR, T2 s4AER THHARZED,
KDIGARBEENENREINSB Z Ehd B [Hodes et al 1999].

HSHIBRE (MRS) . HSHIBIRE (MRS) TlE, &DhiF#EeRLEID PLPT null IEIREFBRE CH UL
T, BERO N-7EFILFIINSGFUE (NAA) BEDRD%ERHDZ EMHD[Bonavita et al 2001,
Garbern & Hobson 2002, Plecko et al 2003]. XHEEY(C, PLP1 BT EHER TIIRERD NAA [EHE
M3 EheD, HFH/ICREBEZIND S ENBD[Takanashi et al 2002]. PLP1 BIGFEEET
(&, REEMRBEN NAARITTRIIWSZS, 4/ =)L, JLPFOED LR THRND Z EHF
B TH D, ZOR#IE PMD ZZOMOBES X MO T v+ —OlERER R I IRICERRT ENGD
[Hanefeld et al 2005].

"E

HIDSEFMRE,. BEOHILBEENRE T, PMD ORKEIEE2T 3EBED 1%KiHIC X RBED
BIREE, BU<IERDEMEERZRHD[Hodes et al 2000].

DFECFIRE

GeneReviews (&, ZFBEFHMEE(CDVNT, TORENKE CLIA DFGRER ITTZHAFRMEE U < (K
E S OESERATTHLRI (C K> T GeneTests Laboratory Directory (CHBEESNTWLWDISEICRD, BEREY
([CSEMEEIEETH D ETD.  GeneTests (SHAFHEBEN SRESNIZIBRZRELLIAVL, FAZEHBIDEGR
REEE U< FEBBREZMELR. BIRERIIT DTS, ERMSERERTNTNOMITHE SERE
ESRITNIERSRV. —IiRESEE.

BIEF

PLP1 BSE&RER(Z. PLPLBLEFOER(CLOTELESENS.



BRPARIRE

¥ 1 PLP1 BT (349 20 kbp (EEDRETH DM, FISHETHWSNZ TO—J(38E, M TEL (40
kbp) , PLP1BEFUNDEINEEENTDIEE, FISHIRE T PLP1 B FOEEZ EEZSNZE
DN, RS PLP1 B FEERFEFNVBHERE CDOEER CTH DM EHD[Lee et al 2006]. &

Dizsh, HEER PLPI BERBOBRKERMBENTWDHAC(E, (PLP1 B FOBHEERICH T DF
RBAETERL) , PLP1 BEFEDEDICHITBIRRBATZTOINETHD.

PLP1 BIZFFIRBDOELET L+ CGHIECLDRETEZM, PCREEAZAVEHEERAK, 7L
CGH A TI(IEE UTz PLP1 B FOERE»BHEEERLN TE U TZRAFEE TSR0, BULIDNA O~
7 (BAC FL 12 &) ZRWET LA CGH AT, FISH A EEHE, BRI REIREN B 2 Ens 3,
TNBOBEEERBEAUTIILAF R - FLARBWEZTLA CGH AL, BELBREN ST &
HZL. UL, ZL CGHETRIERERNHIIBA DM (X PCRIEERVVERITZBVBINRETS
3.

o HEif. BEFOENE(DZ (. HEN(C(E PLPL BRFEHRESD XQ22 (CHITBF>T A
BETHD, FNICXREHK q22 HSBEINCEMIICEEEEMMEASND I ENSD. CDED
REAELT, X$EEK P22, X2EHA q28[Woodward et al 1998a, Hodes et al 2000], 19
BLREAERF X7 [Inoue et al 2002a], HLUY LEBIK[Woodward et al 2005]D 4 DH
RESNTWVS.

o RZK.PLP1EGFEEDRKIEPMD OFRREZEH I DEED 2%KE C4E L TLIB[Raskind et
al 1991; Boespflug-Tanguy et al 1994; Inoue et al 2002a; Shaffer, KFEROEHEMRE].
Inoue et al [2002a]ld, TMET PLP1 BIZFREEHT D EWONIZRECHSWT, PLP1E
GEFORERFTRL, REDERESDC K DFAID X READ—EBDMFEAHEA SNAZMRE
BRERBDBERRE UK. £z, COBEICIE PLPL BRFD 3HEIHOEEEH SN /z[Hobson
et al 2002b, Lee et al 2007]. AR PLPL BEFOREFIBHESNTNS.

o {IBMRICEDEEM. PMD & SPG2 DI —8B(E, MIBMRICKIDEER (BoTzRER
EEROFHT (CH <REEHEIBRK) NSHRPTEDLDCBOND.
o EROZEBRENTZRAWT PLP1 BILFEE THIN PLP1 BEFEAREZZERNX $
BEAROUIMERMHATEAL (70 kbp) AEESNIZ/NEICHITD PMD HRIEIREFOFIR &
LT, MIBRRICKD> T PLPI BEFOFERAECEENECTRELSERHEINTVS
[Muncke et al 2004].



