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ANRAT . R EIEEE S AR RS
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Pelizaeus-Merzbacher Disease, PMD(PLPI) : JRKE{R T CT&H % PLP1 DT 21T
VW, BHBETERZ 3FICBWTRWE L, $7% PLPIZRIZBAT 74
SV THEERELTLRONIERNETNS, INODRAREZRALT 5
7z mRNA BT RO, K LEETH 2, MTOHIEE 100 £ LT
A M : 7747075 A L iPS TOMENFEBEIZ0:1:10-20 TH-
7-. iPS 1% PLIPmRNA fi##i 7= D & % i3 Z A OB LA 2 HEE R 17
ROYY—RAELTHEERI EBTRINS, £T7 YT —L2HWT, &
HEET 3 2 Lick D, IMEEH S H PLP mRNA ORBHAIMTA 5 2 &2 LT,
Pelizaeus-Merzbacher Like Disease, PMLD(JGC2) : #]% T JGC2 FHLFHE T
MOREERWE L, T V-V TORTEED, LIk T 5 IGC2 Of)
% %08 & Hic L 7=, Hypomyelination with atrophy of the basal ganglia and
cerebellum, HABC © R FR& (G FHEE 2 BB {Ic Bb 2 a7 DT
P o -BRE R B\ LER) o 7, Hypomyelination and congenital cataract,
HCC, (DRCTNNBI1A) . 2#1iZ2>\v>T DRCTNNBIA BT ETo-, wind Al
PLLDI ALV AEREZ2RWEL T,

RARFEE DI

PLPEM&IC & 2 PMD BEOREREXR 2 HNWE LTHBERA 7Y —=v 7 &0 &
sz, BEHEEoH»s 8 MEEEEL., IThoDEYZILER T AICAT
REEPHERINTLIRAEZAEREL, EMRBHRE L, ZORA
FIAR X D mRNA 2H#fiL. REBZHAE L, ZOHKRE. 1| BEOEYT
mRNA OHE R % H7z, (p<0.05)
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TEFEY &R
7 5 A5 MR 3@ % w7z Pelizaeus-Merzbacher 5= A
Msd =7 R) IKEi{&ETZE

BEXF 4 ANy —/hREE
A —

Wi

Pelizaeus-Merzbacher & (PMD) CI3BES{EZAZ IR L T, T2 MaHl&RIC
CLBELREESEZ 2T 5, £7 MR spectroscopy (MRS) Tid8#i~—»—T
&% % Choline (Cho) DETBMEINT\ 5%, 5B PMD €TV A (Msd
<27 R) DIKERET 2 T L 7, ,
R - Hik WX Pelizaeus-Merzbacher JSODEF NV A (Msd =7 X, 3
FEER) 8 Vi, IEH <7 A(3HE) 10K TH 5, HMELREVIETD 7 TR 7
MR #i&E % F\C MRI (T2 5388fE{& TR/TE=3000/10N (N=1-10), slice
thickness 1mm; MRS, PRESS #, TR/TE/NEX=2500/20/256, VOI=2x2x2mm,
analyzed with LCModel) Z#&& L 7=,
Fﬁ%TZ%ﬂﬁ@Th@dvﬁxaﬁumﬁvﬁxagumtfmhﬁ%gL
7zo T2 map TIRHED A% G TIKHE. BEZICS T2HOAELERZRD
7o MRS TiZ. N-acetylaspartate (NAA) @ E& & Choline (Cho)D{& T %38
W7, Cho BB Dv—h—ThhH, ZOEERERB LR EEZ SN,
NAA &fE iz N-acetylaspartylglutamate (NAAG) B % SKBEL T\ 5 ATREMEAS
H5,

fEa s BTV ey ADREEZ A, B2 IHMREBRICIET T 5 2 & 23H]
BB L 7 b B iBEEOR AR EICGHAIEETH 5,
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MENEZ CYEER Y — 1) BiERL 2) MEARL 3) BERL 4)
REBGHI VT —

Pelizaeus-Merzbacher J& (PMD) DEEA T vV v 7 O#E L X3, REERDS
1) EGEHNEEREOBOAERERMEEBRARIED —2TH S Z & DIEDIT,
2) RoZWisBEORREREZTRT S L, 3) SHEEZENELL
BECIE X EEEEREL L ToHAD L ICRERBEEEICHERT 256%2 8
EUSHABNKBERZ &, REBLETF SN, BEE THHHRTIE 69 FKRDOMEN
#f7\>, PLP1 &% 16 % (GE 1 K%, A 1 KR, EBEFHEER S
KBICHRHEL 7, BEERR 11 RRCHEORREZHS I N T, EER
Br LT, RFOFELBH D (Hot) LEXLKRIE. 6 KR THo, RE
ZDOWTRE L ORFHELEOE ST OB BIERE & B L THIERC &\,
ZDOHEIC. PMD BFREICRAINTWS I ELERHWRENEREICEBEIN
TW3ZE, BEBETONS, HEEZEL THOH LR >ERKROERER.
X EZEZMZ OO F L b, (KEOEBFHBITHRICE W TIE, RN
BRESORZBEBTN3)
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AR E
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A, WIEEB

Plizaeus-Merzbacher J&(BLT). PMD & 2Z¥i & 1 36K ERMEEERALE
3% DG, PLP1 BIEFOEEH 2 WIHERTERICL S, 20 bEICE
BHICBWTIE, ¥/ LOEEYA X LEHRERE DBERZE X I hbhroT
Wi, ZOREEZHOMICTEILR2ENE L TENEZT o,

B. Wt
PLPI L <. BEEEREIERIC L 2 2EEMBITE MLPA Hick 3%/ b2
E—EER 2T\, BEEIEONBEESICE L T7 VA4 CGH T % OHEBREH
ZEMT L. S5 fiber-FISH Ik CHRAFAZHEE L7z, BEIPIZD SN
THREBNZ D TIE GIC2 & SLCI6A2 DT %2115 77,

(fREANORRE) ZNRERERXOERELR T2,

C. THEHER ,
MLPA ¥Ei2 &k Y, PLPI OEBEVBREONGFTREZR L 7T EFIZOWTTZ LA
CGH B TERBEHZREL. WITND IMb UTTH o7, BEICEED 2\,
PLP1 D EED 1 BIFEL 1z, MAFTARLE Y v FLAaTH -z, BEK
FER & DBETIE, BEY A AN BESCHERPEHINH H, HEIZ
ixlpotc, GIC2 L SLCIGAZIT 10 RIFHDBITCEEVRDoNRd o7,

D. ¥

PLPI ®E#IZ & 3 PMD TIZEKERZHET2ER E LT, BEEY / LR
DRKEZI TR, BEEMBEI > -BEBOEMLRY 7 LEEREE OB ) 2348
EINT, ISIHEMBBRPVLETH S,

43



SRR R
a8 5 PLP 18BN O & R -
2K Pelizaeus-Merzbacher #d» & SEMERE R RS 2 B £ T

| a T : |
UM K22 RB R DI - B R WIS — - 7/ LHEREFAITE)

WSt I3E BT Hic X b Pelizaeus-Merzbacher & (PMJR) L28Bid B
B CAIRA L le o7 PLP1 SEEF(PLPHDSEERRHE L Tk, £EOMK
EdSEEEZ T PM HERVOBEDBEBETENET>TE R, BHRAEE
DHE SN T WD, 2D PLPI DFEEEE (2 € —HEHE) PRETHRIE
T2 . X 0K TEOEE. BRI HE LRROETICHE W ORER
3 b 2 KM MRS 2 BI(SPG2)b PLPI DEFE RS Z EPHLH L
frote, FaIXINFETIC PLPI BETFREHS(RBL. REE 2641, EE
26 Bl K& 1 HlRFIEL TV KD S DM ICHREERBS  Rohr,
¥, ALROMELEEIISREILICELRY, BESKERKE PM W25 EA
JEhE SPG2 ECIRIAVWARZ F L2 ETB I Ebholk, SHEERE LKL
FEG & &b CROEFE S 2 EE IR % S LB ERE 217> 7. PMR
Db N FEH T PLPL BIEFREVRE SN0 HBEETH oI L &Y
BIENSREITR I N, i
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73k BIBREENIRICH W T, ZOMBREEILL 7, Tg=o Y AiF~T 0
BETIE 6 7 BED S tremor 75 £ OFFSERDSHIBRT 2 5B D BERRREE &
REWIE T 5 2 EBHSNT W5, —FHHEESHEIT MSD FIfRICK 4 H#RT
BT 5, BEE, B2l honeX2HCT, 217 3 ViEgrEROEH
BEIC X BIRBEDROKRIELZITR> T3,

BREA O TEEEF ORI, BERTOMRTBHETH S, ZI T,
BARAVITY Fad A FOuREEEREMEL L - R4 Stiahic kb,
1%HS+thyroid hormone #4542 X b, PLP1 & MBP O3 & BHRZEL O MHE
RE, BBALEAVIF Y FedA b 2B ENTEL LIRS TV S,

HE2  eREREAEERASEORBERER I mT 2B Dl on g
L7z, BED S DERABIOINE L & bic, HEEHREOEBEM T, AEEH
FDIODKERIEIIE D, 0o OWAREHZ, NEA MRI %2 B\ 2 Ei#
RTIIZE R &, FieaFEZHVORERBEMECOERTH S, 9%, Ih
5 DT FIOEYRREEMIESE 2 AT, BRERKEERERAE OB B
FD1- D DEEEMAZED T WL,
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(1) Pelizaeus-Merzbacher Disease (BWEFEZSL)
FIFRT, FITRUHICIRELED, LRI Y BRATTER L CEHBRRHOEE
205, MHERPSY X V=T RETHEMLD B,
BEPERERRUS I, 2 <1 11 WUBROZMB O ORI RV LIEE 2B 5, £ ITERHY
MRCERTEE CTHY, PEARICBRRHLEREETRT,
B LTI T A ) R T aT A (PLPD) BETFORESEHILS (E1),

(2) Pelizaeus-Merzbacher Like Disease

KRHDHWVIIBRTLE (1) OfFERERL, PLPI BEETFER (BEFEH. REB
LVRER) BBRASHEZbD, HB L Gap junction protein Al2; GJCAI2 (B
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LREOEEL . SR VR, FIRHRROHBERTE2FEO—BH VS L
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~ I 2~
HEOREN, AR (BBoE) Lo 22 0Na%A, L2 TBEaYE
VA buT g —fE LD, BEMAECA b7 —iE MLD) 2 8,

1 BETEINCES PLPLBEFRELLT L LARECORYE ICIMLEATRL .
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T2 BEESOEMRISMC Ra kR R RESEE SR, RARERE, BN,
HO2, EERR. BRE. MESEETE, T3EEN - TSHES, Rk
B BN 2 ATV TIROI B I OUEDEREET B2 E8b 5,
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