[#E£) 7 7 X 7 MR E{E % FlV» 7z Pelizaeus-Merzbacher 5 € 7 L2 A (Msd
v 7 R) NEEF%

[(EE)] K& : 53—

Filg : BEA T 4 ANty —/hRR

[Ei) HERONREERTH % Pelizacus-Merzbacher % (PMD) Tl MR
spectroscopy (MRS) 128\ CHi#f~— 4 —T»H % Choline (Cho) D& T 2R X
T35, fEEME, 858~ — 4 — T3 % N-acetylaspartate (NAA) 13 KL E D Hl
FRIBCRME & 2 525, PMD Tld NAA, IEFEIZIZ tNAA=NAA+NAAG EifEids
WMEINTVS, human MRS IZEAE NS 1542w 3.0 727 MREEBTIZ
NAA (2.01 ppm) & N-acetylaspartylglutamate (NAAG, 2.04 ppm) D 2yEI3H < H
h.AEZEDHE T INAA L L TERRINS, BERHERICE T 2 NAA, NAAG
Z2EO T MRALEIRERHD 2D PMD DE TV IR Msd® T R) DT F
A 7 MRS % HEfT L 72,

[755] W&iE Msd =7 A (38K 9L, wild > 2 E#) 10ETH 3, K
FHREZRASTER D 7 7 X 7 MR &% fV>T MRS (PRESS %,
TR/TE/NEX=2500/20/256, VOI=3x3x3mm) #% Jfi{T L LCModel Z A\ > TR L
72 W=7 AD NAA, NAAG # HPLC WIS CEEBHIE L 72, £~ A
@ Mbp, Gfap, Ng2 Fta % fifT L 72,

(ERE L UEL] MRS Tld Msd =77 AT wild 27 R IZH LT INAA
(NAA+NAAG), creatine, glutamine, glutamate, taurine D&% . Cho D{KfEZ D
7. NAAG B ClAMsd vV A CEIETH - 205, TR EHEREB > nkd -
72 HPLCIZ X 2 EH7C Msd =7 AT NAA, NAAG & iz wild =7 RIZH L
TRETHS I EPHERI NI, RO T Msd w7 AN CREBHEIER & 7
VF =Y ZADHSE DT H 7253, Oligodendrocyte progenitor cells (OPCs) iz 1
EiXRD Lo,

[(3m] Msd =7 RIZT INAA OBEMDSHER S Tz, T OHENNIE NAA, NAAG
W& O % KB L Tw7- NAA 13 Z BRBMIEIC 82T aspartoacylase (ASPA)
DEETHMIND, FEHERER TR L - 2B EEY T,
NAADYFRREINTICE B L, ZXNIINAAGOEBEZE L TWw 3 LIS N,
ARZWOBEREMREICE T 2 (NAA EEIZBREEA % 8 O R T 3 BEAT R
tEZoN5,
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[EEA] SRR A EMAREE O BRFREMIERDIEIZOWT

[18F] EEZFLZOZMITFTTLES,)
K4 : On&ET. FFEHe. 1+ &
g : EIriEeh - HRERTE 7 — SRR

(B8] EED~ TV RAZII LD LT HEMET VERWCTZMTICLD .,
Pelizacus-Merzbacher 35 (PMD) O FRENH MR D 225 5B, S5%E)
METVERWERBEIEOBRENEATLSEIZ., 2t ML RERIZEET
OV EHMT 5.0, TLOBY THRABSNFBEFHRALBED
JURAETRETT 2 Z E BHEFICEETH D, L, PMD 2iXLd L §T5%8K
PERMEEERARSEIIIER IR ZEBRTH L0, FIREROEIIED T
RV, o T, BEROEAZILEBRIT D2 L%, BEFCRETHD, £
T, i, IR D ERMERMEBEFHRAEEOH AN FRFEA % I
£, HhOIBRELZKFITOMTEZAREICTE S EHZELIZ L ZBRNET S,
[FiE] /NEARRR B OREBARE A2 EHE L T 3 ERICEINIC SRR O F &
& EMTE~DERBEROFAE L EIICRHVEGLE, RFT740 7wyl HB0
EREERZINET 5,
[RREBLUEBR] AEE T, TTHEFEOHFZITV.. TOAREE,
INFETCRERERMABEFERFREEDBREFBRMOTFEEZHE L TWVDBANM
HEFNIRRT & B SR SR RTIC W N 2 BRE LT, ALV B HEBLZ LB TE
(AMBFREIESR SO THERAN TORBEELR LT . 36077 1
Tyl OBEEESITH I LKk,

[#m] 5%, SOITEREEZECT AL, 2EOBERICEVWEDLEEIT>T
W<, ¥, RBIOBEZMBIT 2T TV FETH D, BEMITIE, —&
RO BERAY R B ITN X, BYIREH D VIIBETFIRROENE 254 ) 35
v Ra¥ A FHIEFHBEAEEL TWD00, FOFEE{To TWnEZWEE X
T 5,
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[ERE 4]
F=FT4v7 V=7 v ALK 2 HERERNEEBRALIE OREENER

THRMT
[(HEF] (HRBIZORMHIFTLEIN,)
K4 : OlAsE

FiE R T ERRER A E RS

[B#]
HEREABMBEBRARIEICB WL, ERETELRTFTH S PLPI DEENA
DoNBIEFIRDPLNSTEIET S, BELIP> T3 Z20MOELERT
GJC2 % SLCI6A2 I D EERDRD o L WIEGIDIH b . Z A b EEE G T
BHBLEEZLND, ZZT, AR CRFHEBEEECTFOREZHMNE L
RN ) LT 21T 0 72,

[75]
BMOBEG T2 &S, BiEdr oA RERMOBRRASE BT 2 L PRl
NnaEt 17 OoBR#EEIET (PLP1. GJC2. MBP. SLCI642. HSPDI. FAMI264.
SOX10. QKI. OLIGI, OLIG2, LMNBI. PAX6. MOBP. MYTI. CNP. MAG.
MOG) %EELTRA P 2FRL. ChETCOBRMBEGTBRATCE > B
DIARD 5N TR WERERMAERASIEES 5 flicowt, Xty —
FUY—RAOCTY= T4 v T V= v R L BB R ET 2 T o 1,

[FRE L UEE]

1BV TMAGD I Ay RER L~ 7YV v DO~F uigEE et % 28
D, MBOY TV ERDLEL NI AN ZTo7EZ A, SALVAER
BB EHBETH o7, ~TUEARAHERIIBIRELEZZSNZDT, &
A LT VLA LD CGH BT 21T o 7%, RETED -7, EoT, EHS
NI AV AEEMNENER L IIBETE 22 o7,

(i
GEMRA E L7 17 DBEGFIIRNERIRD o Nk d o DT, FikLhEE
BEFELEIESAZWEVIEHRE ko7, B2, 27V r2HRELET
I —LBETINELE LD,
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BRI

FERTERN VR RE DS Wi L e & kel
CERR 2 3 4F 2 HWETIR)
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FaR PR VEH TG A BHE D2 WAL HE - JiREt
(FEE 2 34 2 AYED)
I 2ZWiE

1. EXERBBEERAREDER L KBIER

& K2 T & T 5 PikpER O HE ORI RRIZ X Y %k
KRB E (KIRR) LiRERE

SRR BEEERA S, SHOBRE T PRI E RN EDE
ENRERENRETE Z 3, PRAEZOMIELOLEH I >EFEHLZIKTH 50
BEIE2REE THREH Th 5. BIfL X TIZ Pelizaeus-Merzbacher J& (PMD)
ZIZL®, 1 1EEMASNTWS (R 1), BEEREES X UCRENHEC2HME
REE A ) R B LREE I X 2R BIRBRA I NS,

2. #BELTRDONIBRERE K CBRERRR
HERERMAEEEASEICRD NI AAFTRE LT UTDO 25835 3.
(1) SEfRpgREE @ MMk () BRE,

(2) MRI EMRATR : T2 @HEG <, HEHICCEBHORESEE,. PO

EBRAY.

¥/, BHRELT, MTO6mMBEITONS,

(1) HR#x
(2) FErpEB)FHEEM
(3) /iR : ek - WO RFIER, CRIRE, DRIICINEESE, &

HfEE, FHESER LY

(4) RINEEZEE : BiE, PAM=7
(5) TAdA
(6) BXABEZNWRENA : FREATIIPIREEREFELZRT.

IS OBHIERDORHE E UT, #EAERRREEIL, SRIICIHERRD 2 L8
%S, ETIBOBKE T L, Babinski KEIEDIRNKHBIEEL, KB
RN (T MEZ2T 2. HEMD 50 I BERE S B O R B
ZHOBIEMDOFENHONTED, MEEEDHWIFRIERO Z L2355, B
BEFEEMIIIZ L A DRI TAS NS, —BINOEERRED, HMEEX
hYEETHY, SHEBRNOPERESHEE N2 ERl5, MEEITELE, XK
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Dt E DI 5, - WROKTER, SRIRE, NEEIIREIERESE,
EHEE, FHBESELZEPROONZ I NS, EFEPCRA TR ED
AREBERIERIE, BRI > THETZIHADE W, HEEHICLD,
REERELTOTADPAZEHTEZ LI H S, £HENRE T, TEEK
BRIGPHREREFHREN, RAEBREMTCRIRERERERZTRT. 7,
ARG EREED 5 WIIHERFTRIC X D KEHREERD 254813 1T B,
RWIGAIE 11 BHCOET 5, ERRE T, MRI IBRELZEINICEHd o4
TH5, T2HAEERT, BHCPEAMORESHRLZEDS. CTHTIR, H
HOERNSZET 5 Z L0 528, ZHOFRMEIEY., M - £Z20NFT
R Tl%, Allan-Herndon-Dudley fEREE (AHDS) #B&ZE, HEMNLATRIZZ W,

3. ElzWHol-bo7u—Fv—F (K1)

F9MRIFTRE D, T2 BRAERTCOEFBESVIEEOBBLOELE - Bk
DEEER DL RS 2ICT 5. BEOMHGEIEL, FFEULOBBEE VT
BREL, WHOEEOEREMEE T 5. BiREB T, T2 BARRTEL
WRESEZETHEMM RO S5 I LML, FEAIE T MHAER TIHIEES %
BET3ZL05H 5. MEGEZEOHE ICI1Z, EHENZOBE{L Sy —r %2415
CEBRBETHS. DV TREIREEHEERE R Sk ) RigmgEED %
WEE (18 EARMMREEZAET28 8 K75, SFIcaEh?
ERIIRLIIRT.

RICEGFN LB SBEICENZH2ED 2 (K2). REROGHE, il
ZOWER, FIEFH, RROBEL COMKERVERETHS. F1HIIOW
TiZ, 7, $RGEEZEIBEICIE, 18q REFBEEZ 5, RAKEED 2
Wi 18q ¥ 771 X7 FISH #1795 . HIRCHIRIMERBERETE %O 25413 AIDS
28 . 0o DEREVPLRVEAERERMEEVRASEDR ROBAIE, &R
FEOE PMD 25\, PLPIEGTEEOREZIT). PLPIDREIRH N
RWRIE, H50ILIROESTIE, PMLDI 288\ GJC2 BETFDOEE 2RERT
5. INOTREIZD N VEEIL, Salla 3§ (SD), Hsp60 chaperon J&
(MitCHAP60), EEME & C/MXZEM%E M) BHEBA S (HABC), /MNZEH
& IR & ) B A H BT A 4E (HCAHC) O FREMEZZES . SD T
RS B\ IR T OB 7 VRO EfiE, HABC Tl RANEEE /NN E
%, HCAHC TIIRMMEEMZEM 2 b 2 wNNEN & MR EER RS TH 3.
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—H T, PLPIBETDOWIEER PLPI R 6JC2 DEERIEBNDERL L, —i%
M2 B R FRTTE TR PREE L HRERIZE 5 PUD & % ik PMLD1 O]
ML ERT 3.

B2EICOWTIE, FEET BREROF > &, HEWAS ICENIAEETH
5. AREZM ) HEIIIEREARNEZ S SRR ASE (Hee), lAE
R BRREENRD & NIUTRR, TR E M ) BERTH A 24E (ADDH),
Waadenburg AEBEFES® Hirschsprung % % 22® 2 5EIC I BRI R AR &, X
BT A HE, Waadenburg FEEEE, Hirschsprung % (PCWH) ¢ Z 2 o 3,
%8, PLPIEETHEEALREICK 2 PMD BEIZ, AENREEZ27T 3.

EPFHEDCTNORBIZOZEY L 2 WIEGID LS THEETZ L
5, FEEBBEVPHEILIN TR VWERERMAEERALENH % LEZL
b5,

4. FRBOYE
318 5 B & LTt o e R ERERTE B A 25E

(1) Pelizaeus—Merzbacher ¥

(Pelizaeus—Merzbacher disease ;PMD, HLD1, OMIM#312080)
HREOBLZ

X EEMESEERER T L 2 PR OBHERADIETH 5 -0, BHII
BN 2R BROATH 5. fEORHELRICE, PREREZOE O IHEE -
HHVIIBMEIET § 22, RS X CERIIARRIN, S » L hibErE
ZLE LT, B L BHIBIRD tigroid DBREE T2 Z L 258 T 3,
BEZEMIZIE, 7543 ) EF7 254~ 1 (proteolipid protein 1; PLPI)
HETFOREBZOERBOT2FRTHS P,
HRAAREAR

FEED»GESD 1 PABRKE L TIIRIRTR D203 2 E23% v, RPERIR
THB D%, NMEEOHEMPIRMZAD 256035 5. LHd oY FERE
ETRMERIETOERZ 2T 252, RIBRHDOMEEHIEN, Babinski KEHX
FEZHEITOBUETHY, PHTERFOTEDHS»ICRY) —Roa—01
YOMEZRT, DARER E L TORKREIZ 1 RBE I, EEFCHEET
LEHLDTHD I ENSV. £/, 2REIIZT T F—EROBERMHH
HLTL 3., Zo&)ichiimiEto, Ea, EHHlER, KNEEMD TX
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TORERPHERSTHET 2003 DEBORETH 323, BERRIZIB I,
%72, BEiMRENED DR DR TrNT, ERB TR LEREE D
DRERE L LTI N0 38b %, £, I RBAOESHDNRIEH
IEET, FERODEEC®- (D LIBTT 5, XESEERIENFEOREME & 3
CELHD, BE 10~20 RAZBEX 2 LEROBAIBKEE Y, FHEAMIT 30
RARTH 5. HROBTLFTLT, BERIOKEGRD S, PLPI K
RERDIEPITIE, REFREES2ET 3,

B - iR

BRAEFA T, BEENMBRRIETIE, 1T EUBERE S kR EERR % Kk
LTHEKRT 2., KIEMREEREIIIER TH D23, PLP1 RER EHRERETD
RRERIZX BHEMITCIX, BEKT TS, mMEELY  RAATRICEEERZZD 0,
BT R CIX, EALA2EOHSIRERIROR, BEEBELIZRLD
myelin basic protein DS IEHEBHA» SIEH ERTH 3 Z L 23% Vs, MRI H
BRIED TRHBHNTH D, 2 BHAEGR TCRUCEHOAEDEEEB LU T1 W
BIRT, RE - HED2IV FI7AFBHEEK (HBVIET) LTWw3 2 Lok
BHETH S, —REVIC, T2 BRAROESTCREFROFERML D LAERILICZ
LFERBREUTOEADBZ LY, T1 BHARGK LR, ©-o< b Ltz
RO5LY, KE-BEOaY 7R 2B, T BRATIE, JEBRNANE
Wiz RO 2 DA TEZMNRERITID 20,

BILTF2H

PLP] BInFEHE, HER, BEFRRLERABERNEFET S, VPPl &
R FEAIZITFER (50—75%) DEFTRD S, Thid, TEM PCR %O/
BBk FISH e EIC X DIEED 2B D PLPI DFEHEICL VR TE 2, 7,
FizZebeffi & LCMLPA (multiplex ligation—dependent probe amplification)
¥ 7 LA CGH (microarray-based comparative genomic hybridization) 7z &~
LEWARETH 5, 2FIFIHE (15—25%) DEETIE, PLPI # ¥ 87 a— R4
BRPAT 74 AR OBRERICL 3, 7 3 ) BERRTENE O HEELE DS,
IZAT 74V TRESRTF VRV AER, ALLIVEIRELELED S,
EEOBRHIZIE, ERBERIIREERRZEEZHWS, PP BETFE2REORER
mchHs 2%MUT). REGEROWThOAETORHINS, PDEETFZ
Wik, ZROLRELSBEICEE, BR3RBHEZHAEDLE 2 LERH 5.
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(2) Pelizaeus-Merzbacher ki 1

(Pelizaeus-Merzbacher like disease 1 ;PMLD1, HLD2, OMIM#311601)

E%EEB’J%: i PMD & KBS DD WIERZ 2T 51000 5T, PLPIEIRT

WEBDILWEEF % PMLD & FETY, PMD & XIS 3. £k, PMD Z@pl & L

%ﬁ%éhmxt bDEEL, WhEETH?, FREGHEELRTERZ LS
—EBDREWITIX, gap junction protein C2 (GJC2) BETOEEMNENHNTH D
2, Zi®E PMLDI & MEX,
ERAREIR & BREEPT R

ABEHE D IRIRZZED, | KENOESEEERH I O»N, ZTOH% PD &
FERRICSEABRIEIR, ADNBEER, KMEEZIERDBAS 25, F7-, BEMR
HRIG TP REERAOIER Z 7R L, BEEMRI © T2 BHFEBERClEHE O NE
HREEREDMREZET 3. 1o DERKERCHRERT LI PMD IZBEEIT 5,
—AT, BFOMEFIDON 12 FICHMFTHRETH S EHREINTEDH P
IO RKESHHKZRIRIFTH S, L LadoLflc 10 MElOBIT2BE D,
10/ F CITIEXFHT 2RI BRETRMEDOK B Z & 2P ORE DL H 5.
R R8T

GJC2BIET (A4 Cx47 & B\ IE GJAI2) DEFHS 2004 FIZHE X h, BEE
BIcd PMD & IZEBETHL I EMBHS Lo, ZO—HT, CJC2EERD
ZWPMLDEBE O HFET S 2 26, TNMUNOBETORGHORBIN TN S
BAMOERZ, TXTCa—FHBHNOZEETH DT, EizTFigkiclx, HE
VR EE R E2AWTERZRN T2, Tno0ERE, AVITFvFay
A F ORI FEO gap junction DREBEZ BRI E LEZ ONTWS Y,

(3) EEHE X CMRZH 2 M B RA i

( Hypomyelination with atrophy of the basal ganglia and
cerebellum ; HABC, HLD6, OMIM%612438)

FREDOBHEBBRALZICMA T, KNEER (BRKE, 8 X ORI iEE)
DETHEE R RO A, HABC 1E, 2002 £ I12¥)0 THEFIRE S, 2007 i
REHIR L LTE@J%‘#’L?‘@ELL)‘&%"@‘%% L9 MEEGI»H2 L XY, #
LafLENELNS D, RREGEFIRRAETH 5.
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BRRREIR

ATRICIFEER L, RIRDAD R WIEFDZ Y, RAEFIEEE L LT,
XRBTR SREE TIERT 3, 10 RAICHERT 2R LEFEORR TR
BITRMERT S, ETRIZIZIZ->ED LS, R4 IENE, MNYEHEZRL,
HEAENBIER (77 F—¥, PR b=27, B PHET208KETH .
B, THEELCEEED, FKEILR LOEHLLHESE D232
== a YRR GO D B, HEOE K DEHCEFEEEES/NEE, KY
BE2#A5,
AR

SAERMRI TRUZAMD 2 BHERBELET 5. MBI EEE 72 0HAR
BEEL LTHIES N 00R-TH S, HEARIMET L ONEHRAZRD
5, KB LO/PMMEOHEICED 3 T20EEF R4 IEESML, s ro
HREZRRT 2, /NN, FICHBOFEER1E L., HEK - IKERIZHE-
NBEPBPRITNI L, PHTHEAT S, BREDBRAICERET 2.
JRPRLGEE T

JRREETFIZRRAETH 3.

(4) 18q RFAEMIF

(Chromosome 18q deletion syndrome ; 18qdel, OMIM#601808)
BB

18q RIIEMBREIE, 1 8 BRAMRBINERKIC K 3 REaAREREREFC, K
KEHICEROBLEIVEENDE 2O, SREERE 217, KMAEHBERA
H4El myelin basic protein (MBP) BT OREMNRRTH 2 ©,
FRACREIR

REREE (RiEER), REEH, HRRET, HHEHESE, RIR &%
PEEERE, oA, NREE, BEEPEERR, < IFAZEEK RZGN, @
BROOLZ EDERGZBHAERETET 2, AR TFRIIREFTH 5. 18q REMEMEE
DERELEHE L LT, BREER, RERPEIH TSNS,
B R

SHEFMRL T3 T2 BAAERIC T RN EORES 2R 5. ARBHEL2EDH
BE»oHMEEORETETZORERRLTH L. MROEESIRRRFIN
P, MEEEICE T IgA REPERBVEVTIMET A LIELIZED &
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N5, REMRECEEE, SHEBHREMIIESLOMELD 5, BEEMBRIE
KL TIERENRHS 620,
Hin 2

18q21—qter DRMIIMIPRKADIEEHL K, FEHID 3/4 1 de novo BE (FI
BERER) Thb. MCKEMOHEIMHEE, de novo EEE, FIRMEDWf:
R EDMEDDH B, TWNICORERABRER LU FISHEZ AW S, fERIC
BY5 9 2 Pea R E T ERALIE 189222923 & N3, ANAEKREX BT 26T
1%, FISHMATT 18q23 ICHLET 5 MBPIEIZT D | 2¥—REZFAET 5. ¥
{GEIE N MBPEILF DN 7T OARRICE DB I 5 LRI NS,

(5) Allan-Herndon-Dudley SEfERE

(Allan-Herndon-Dudley syndrome ; AHDS, OMIM#300523)
P B

X R MEMIEREED 1 D TH 5, EEORBMAEEN, BTBE, 77 b—
YiEH), BHER, BENMKELFERE L, ALRE»S MRI #EICX D
WLOENDRD SN D, Xql13. 2 IZFFET 5 solute carrier family 16, member
2 (SLC16A2; monocarboxylic acid transporter 8 (MCT8))BmFDEEIZ L 3
HRRE R VE Y OEEEDBEENFRREEZEZ SN TWD P, EF, PLPI B ED
BEMERFEE 2R D2\ Pelizacus-Merzbacher JREBF DY 1 Elas SLCI642
MCT) DEREFT B LGN ®,
FRARREIR

WhHW BHEERY: X ESERRFREER TR T, BAVERDRART F 7 4%
Y. REERICEVLTIE, FLWERR, Bk, A M=7, BEERNMEXHK
BeRL, EEPERoREER LT, BESIRBHEICO IR DN,
M ERIE T 22 6 RBICEME N REPEE EE, KFSfT, BEYRESD, HEM
BEZEKT. PRERVEVDAONTMEERICEE IR, NBEER EIX
ALz, ERELRD Sz,
BREE - iR R

FRIA LV EVORE LBV RBEERATR27 3., PRI LVE VBETR
T4 (%M, T3 &fEZ/~NL, TSHIZIEHMED LRZRTZ L23% s, JEES MRT M#
TRAHICBEBEALREPR N W LD H B, REBICKEER, 5
Wi T2 BRABEGR TOVEBEEE S & Lo EERO 2R Y, SCHAIYICEE
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B RIEDME 1L V2%, PRARCBI2EEREMET T3 L3N T
5.
HinF2h

SLC16A2 (MCT8) DEFE % WHERLIIRE % ECRIET 5. SLCI6A2 1T X Rfafk
ql3. 2 IZAZEL, R2BEFBFXA A Y Z2FHOY 7% a—FL w3, SLC16A2
(MCT8) X FIRIR R V- v DIRBEENHX ICBbo T3 EEZONTVE, F Vv
L UVABRRADI AL VAERPBREINTEY, BRI VEEEXER 3,
SLC16A2 (MCTS) FIBDRMEIZ X 2 L RFOBED HB. BT D &) BRiEREZR
THé, SLCI6A2 (MCTOHER%ZEEH . QEERBMESFKEENZMN) X EHE
PR, QUEES MRI B CREVREE 2R D 5, OFRBRFVEVBET
T4 {&fE, T3 B=fE, TSH RIEHEED LEB%ZRT.

(6) HSP60 chaperon ¥

(Mitochondrial Hsp60 chaperonopathy ; MitCHAP60, HLD4, OMIM
#612233)
PR
SravFYT7erRu=y Hspo0 EHEDEFIC X 2ERKEXKAEIZR
REFETH 2. BEREETFIE 2933. 1 IZAIB T 3 Hsp60 BIEF (HSPDI) T, HH
BESEEREA L L5, ThEFTCIREINT-DIL, MEKBELZEDIEL -
AARAFTINVDRRFZDARTHD ?,
FEZS AN

LERZRD 10 ADREFIREIC L 2 &, AEHR~3 A X ) HRRET, Bk,
BaEHFEERICRMr NS, BEERRNE, FEERN BiTzA5. TA»
ADEBRIRIEHICRONS, BETBIKLBZEREARLZ S VILHREEZ A
2. 20 BRFE CICBETHEMACEHEAHEDOREARILIC X DI T HEFIE . H
B2 FTHRETIEEFNGH S, 2 FUEEFLZEBHZ, ETEOME
DREEMRE L HiF2 R0 5, FKEN - KIKFITORFMOERZED 5,
B R

MRI CREE X O/MMBEEIC T2 BRAEGR TOBEIcRiE S22 L, sz
ELRBORVv, KBOFEEL & BMEIAR, ML /AMOEEORD 5, FEHER
BRIETIZ T OB 1T HUBOHEEEA S,
BiErigH
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HSPDI @ DNA SEEBLAIRELRIC L 5. EHOFRZRTIZ D296 BED R EESHE
THERIEL, ~TBEAKRORAZFRZEEIRTH 5. HSPDI DIOERY, ¥kt
HEMEEEE R 2 L 2 FRE 13 B (SPG13 ; OMIMEG05280) DF A & 72 % |

(7) Salla¥s

(Salla disease ;SD, OMIM#604369)
PR

SD i3, WBREKLERERZ LD, VY V- DY T ABERZHY L
5. MRIFTRE, SBERERMAEEERASEICEET 2 VEHAEREZET
%, JRREET I, SLCI7A5EIETF (6qld—ql5) TH3. RAUBLRTERICKS
infantile sialic acid storage disorder (ISSD, OMIM#269920) |lZFLIZHIICEKL
W TH 528, SD FHRIICRIE T 25T HRTH ), BRERLWLEA
BEIns,
BRPACHER

L DEBNZT 4 F v F (Salla i) CERL T3, FHZEMH, FHER
11, B3EAe, HEHEAH, RIR, HERET, B CALALREZET
%,
B

IRebiEERES 7 V2 (N-acethylneuraminic acid ; NANA) O3EAnAs2Wiic A
TH 5. EFNITIRT NANA DM ZE B2 WEEGI S FFAET 223, BEIRF D NANA 13
ETCOREFTHEMT 2. RI TR T2 BHABEGcCOEO LA EES
(hypomyelinating pattern) # s &, PMD L WL ¥ 2. MRS & T Iii
N-acetylaspartate (NAA) DEEZET 35S, ZHLIENANA & NAAIZ 1.5 F R 5
MREETRENTE L7 THD, EBIZIINANA OHMZRRLTEY, 2
WIS A TH 5. REHEREEERE LB TRT T 228, REFHKEN,
FEERES BT EETH 3.
BinTgH

SD i, SLC17A58fn+ D R39C DRAARERFEIC X 2EFMIZEAETHY, K
HTOERNIIHRE SN TRV EE, 74 7Y FATRWE IR TS R39C
DERPINZ S DD SDDFRFEEFERDHS 2> T %, BRSLCI7AS
DINI SV TARIX VB 7 R —F —BEBEREIC & 3 MiREEREE)
KR ED T FIREB L HRI NS,
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(8) /DIMEN L MPEBR LMD CBEXBMAERRT2E
(Diffuse cerebral hypomyelination with cerebellar atrophy and
hypoplasia of the corpus callosum ; HCAHC)
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