EHH1
FRERMABERRAEE REFFAERES
BEARME® FEERT S RARTES M 0 BREE A
HOEETD 2 IABRE', EENT L g

1 THERMERM BB A ESEDBET & IRERIC AT 7 5E) 3
2 ESLIEM - SRERIFE 2 —  MRBFSERT  RIEATICEE ZER

ERMERIN A BT R RO AT TORELLBI. 158, FHOBIRR & 0%
B BEBER L 2, T, b OEBIELTI LA EME L
T, REEEWER(T-7-0T, BET 5,

[FE—%FHE]

NERRIEMERTB/ER. K¥ENER, BEEOHEERMRZ Y 918 BT
DOEBMSEIC. 2008 4EFE 1460 (2008.4.1 75 2009.3.31 £T) DZBZHBEED
H5H T, BERUERMAEERASIEDBEDAELIPZD ) LERTEEN
SERA SN TERIERIC W T, BRI X AfERT v — FREEIET LT,
BE—RFHAEE T 2009 4E 11 HIZRE Lz,

- [N =R T0%
- 95 FERRICHERENRDH Y, HUBEIIT 1644 Tho T,
CIMBHEESNART TOHEREIT. 2304 TH-7,

[ —&KHE]

B RHAEE Y, AAREEIC, 2. FIRE., BE T O E, BIRER.
BRAEFR., IBEARLREOEHEENEEINTEY ., F—KAEICB W TRE
HEFERBEEEDERELZREL QD EEIEEZ W W EEHES 95 BT,
160 A% “IRFABEM AZELRE L, ik, BEL TV W,

B TRITRAEEIT 2010 4E 2 AICEE LT,

- EIXER 65.5%

- BRUBEH 1084 (BME924. #1116 4)
c RFICB T AHEEREL - K 2304
<R 11.8+19.9 5% (20 BEL TS 83%) BRI
- FIRE 8.1X106 (10 HAIZ 0.8 A) 2
- FBEEER 1.6X105 (10 FAIZ 1.6 A)

ERR 2 W44

Pelizacus-Merzbacher Disease( UL F PMD) .
Pelizaeus-Merzbacher Like Disease(SL F PMLD),
ZFOMOKRBEAEGRADE, BUREERD 4> iy
WAL, ZOBEBEAIL. 77— MafThE
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W EFE 4 SORRZMEELZRR L, ZHUCE SO TEIREI I LI 5%
WEAHDTH B,
HRERMEAEERANESEDREREBTHS PMD K6 &L EE 5D, £
D—FHT, TOMDEARL 4E155 L RExAREIEE2 LT,

- FIRE
FIRBEDRVEFIN 7 EILL LA H5D, JIBFANZ N ENghoT,

- BT
i & DB THENTH T BILL_ EDFERF] THEAT S LTV, RIGETOEHR
18%fFFE LT,

- BEFER
[PLPLIEEFRE] (GIAREEFRE

REE(CDS
HPLPIFEME)
19%

EEHY
1%

~
2EGL
9%

FERCDSL
PLP1FS %)
26%

KCGJALZ BIEFREDEIIA~T oD AL

Y ABRO—p

- RIREDU
PRIE WL 18.5% THEIAT STV e, RIEATDIERI D TRIAZEZET O
LD DIEGNL R TeZ b, FEDH DEFNEE L TIREE 2T
FEAT STV DRI IS ST,

* %35%753 5 @gﬁ:ﬁ
FELIRFIEICET 2 BN < RERFBDZECCHAERTZ B £ 0Tk T,

© ZHVETIZA B FRIRER

THRO 2] TRKMAEERAESRE 108 &4 2E0EE, [PMD] i PLP1
BLFREELL DI ASLDFERTH S,
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ARIER TR b 2 < A L D BN TERIFIRIE T, PMD Ti& 9 BILL L OEH]

TRODNDZ BTN oT,

EEBREOKE L~V

Calloux 5 ®F5{E(2000)i2%E-> T, LA F® FORMO~4

SIS,

FORM 0 : &2 L

FORM 1: ESIIEET 505, BEALIT &
FORM 2 : BENLITIEG T 505, XFHTIZRL
FORM 3 : XFAMTITER/T 505, BHBTITRL
FORM 4 : B ABT2EHET 5

FORMO DFEFIE 37% & £ Lo 7203

- ERZE

Iz

REH2%

3. FORM4 OJEFIE 1 BIfFE L, EH)
FEEL-VUL, BRI E RS o T,

FEATIRI : MRI 25647 L CW B EER] 105 A(97%), KiafTDIER 3 A(3%)
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K[EVIR A+

é*” BARES
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[BE. BERERTIKR]

BRI
7%

AT T L 72 D ERERMEBERRASEOLERFHELEHL, Zh
ECREROERBRIATH > LARBICONTOBEREALNICT LT &
PHR, ZOMRIE, FOMERETH S DIC ZhE CERITBICKT 5
BORBNE REL SARLThoAKRBICET 2 EERERE LT 2,
FEROIGHRMFED T O DRME L 72 H1FHR & LT, lBIICTER SN D 2 &2

CEEND,

Y2 343 A 3 H
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&H 2

SERERMBEBRAEIE D2 W AN L GRS
(FRR 2 3 4E 2 HETHR)

By BREARMS (BHRERERRIIEER)
FERXERMAEBRASIEDOBE L IRRICH T R, 3 RBE
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HERERMAEERASEDZH R - HERH
(FBR 2 34 2 HdkET)
I 22U

1. EREXMBERRARIEDER L KBS
ERARKMZRILDETIHFHEEREROAEOHEHERBIELHERIC X
DERRNICATE (KER) REBH

SRR BT RARIE 13, B OB PR IC LB R RF 7k E D&
B BENFRRERTE I 5, FHRMEROWELDOILEP DFHLETH 5 \»
EIL R RS E T 5B CTH 5. BEE TIZ Pelizaeus—Merzbacher J% (PMD)
ZIEC®, 1 IRESHONTHS (R 1), BBERES X OREHES2 S
PEE I ) SRR LR I X 2 REB IR S N B,

2. £BLTRDOLNIERERB L CBRERF A

BRERMEERALIE RO SNEBEATRE LT, MTD 2805 5,
(1) SIS @ R (T R,

(2) MRI ERFTR : T233EBR T, ABEICMERORBEEHEK. BiEoRT R

E{7)9

T/, WEFEATRE LT, BT 6 mRBBIF6N 5.

(1) IRz
(2) TEMEB)FEER
(3) /NEEE : (REE - PR O RFIER, ARIRE, ANEIICIIERS, £

fuEE, FHRSER S

(4) RINEEZREE @ EiFE, CA =7
(5) TADA
(6) BRAHAWRANR @ FHREMCTIEPREEREE 2R T,

IS DEKRERORH®R E LT, #EAEBEEE, SIRHICIHERERD Z Lo
s, ETFEORRKSHSTUE L, Babinski KA EDRIKEBIEFEL, KB
PRI (TR 22T 2. BETD % o1k BEAENE s o R BA
2 OBIEFOFEEPASNTE D, TEEEVSWFRERD Z L35, B
EBIFEERIZIE & A EDIEFI TALND ., —BRIIEEREEDS, HMWESE X
DLEETHY, SHEEMNPRNSIERNZ LE 5, NNES RO, K
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DI E HITRR I 5, i - URORFIER, BRIRE, DRIICIEEERSE,
LHEE, FHESEREDPRDOONLE I E3H D, EIEPI A M=TRED
RIMEERIAER 1%, BBIZE > THRT 256 % ., HEREEICLD,
FEERE L TDOTADLPAZEWN TSI ELH S, RHENME T, BEHER
BRSOGP R EREFEFEN, HEFREM CIIPREEEREL R T, 7,
RIEMFEEEEED 2 WITFHBEXTRIC L D REHREEZERH 2561 1 8,
ROBEE I BHCET 5. ESME T, MRLIRESBWINICE Ah O 0A
ThH5, T2 EMAEET, AECCEAMOEREFEBELED S, CTHTE, H
HOBRPINEZ 295 2 03 508, ZWOBRMEIZE N, MmiE - £BNT
HCl%, Allan-Herndon-Dudley fEE#E (AHDS) %FRE, RFEAZATRIZ A0,

3. ERgkHol-vorse—Fr—F (K1)

F9MRIATRLD, T2 MFAEBR TCORBEVIEE O LOEE - Ei%D
IREL DD AL 5, BEORHELEL, PEUEORER BT
HERAEL, M ETEOER2EET 5. BMEREE T, T2 BFAERTEL
WEE T EZET AEMEZRD S T E03% <, FEALI T1 MBS CIHEES 2
ET2Z 0D 5. BEELEZEOHWICIE, EWE/NEOBERHL Y —v 25
ZEDBRETH S, DWTREMBREEEREHEZ &I X ) REHREED 4
WEE (LR ERMMREEZ AT 28 Q8D KT 2. SRICEENS
BEIER LITRT,

KICEBENLREZSHEICENIZ 280 3 (K2), REREOEE, i
FEOWR, FESER, BIROGEL EOBKBEHRIPEETH S, F1EHICOL
T, 7, SHREGHL2HEI EAICIE, 18q RIGEBEHELZE, REERED 2
W E 18q ¥ 771 X 7 FISH 2179 . B CHIRIRBERE R 2 20 5 85413 AHDS
ZEE . INoDEENGRVERERMABEHEASED B ROEAZ, &D
BEFEDE PMD 288\, PLPIBIERTFREOMRERIT). PLPI DEEBED SN
WBIR B2 WIELIROREFICTIX, PMLDI 25\ ¢JC2 BEFDBE 2R T
5. N TEENED SN EEIX, Salla % (SD), Hsp60 chaperon i

(MitCHAP60), EEERZE X OVINMZEE %0 ) BEHTIRASIE (HABC), /INNZEHS
& BRI 2 £F 9 B IERIME BT A2E (HCAHC) D WfREMEZ%ES . SD T
BRI D 2\ IIBER T DOIEEES 7 IVEED EfE, HABC TlIABILEM R /NKDZE
i, HCAHC TII RIMFEERLZRNG % b 20\ /NN & R BRI Th 5.
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—HC, PLPIEETFDEHDEES PLPI S 6JC2 OFREBNOER L Y, —%
)70 B AR TR T 15 CIlEMR I SR EE A 7 22212 K % PMD & A\ % PMLDL D H]
BEELEET 5.

E2RICOWTE, BEfET 2IERORED &, HEWNES ICHERN AR CTH
2. AWEZMES SEICIZEREANEZ M) BIETEERASGE (HCC), K
TR R E DR O & NAUXKH, bR 2 £ 5 BaEHT A 44E (ADDH)
Waadenburg FEMRAFS Hirschsprung 782 @& % 56 1 I3 BBEIURIHFFER, T
PEREESTZ A 24E, Waadenburg AEBEHE, Hirschsprung fi (PCWH) EEZ 5415,
78, PLPIEGTHEREERAREIC X 2 PUD B& X, REMREELZET 5,

ROEHIED T NOEBICD L L R WIEFALD 20 6 THEET S L
5, EREBHEIHELINTORWERERMAEVRASELNH % LEZ
L5,

4. BRBOBE
LR EL L THEMREDOEREMETERA 2

(1) Pelizaeus-Merzbacher JA

(Pelizaeus—-Merzbacher disease ; PMD, HLD1, OMIM#312080)
B RO

X EEESEERERE & 5 PIRRR OB ARIETH 5720, BEIX
BN ZBREBROATH 5, MEIRHAENICIE, FHIRESR B E ORESH L -
HBOIIFEIET 52, EMEE X R IZREI N, HS Rk
BALE DT, B L B8 0SBEIR D tigroid DBRZ 2T 5 2 L 2H/EE T 5.
BEZNICIE, 7uT5AVE 7 u5 4 1 (proteolipid protein 1; PLPI)
BIETOBREVBIOEEDOFEZFEETH S V.
5 PR RE IR

FEHDPHES D 1 AABREE CICRIRTR OIS Z L%\, KPHERIR
THB I ENEL, REBEOETIRKE RO 256035 5. £%D O FEFEE
FCIIHBERIE T OIERZ 2T 528, JRIBKHADHEKRHINEN, Babinski KHHE
HERZBITHBUETH Y, W TRKHOTTELHS Ik —KR=2—1
vORMEZERT., MMERE L CORRIIREE 1 BaE I, TEEESBET
LEHSDTHD ZEDS Y, 7, 2REICET T b —EROBERALHTE
LT3, 2oLy bt o, EE), EEFER, KNEEZDTX
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TORERDPHR G THIT 2 D3 DREDRETH 528, BERIRIZE T
%K%Y, BEREOSED L ANER D KO NT, ERECEME L ERE D
DR L LTl Twuaflb L\, 7, Y RIAOESMNFED
IEHT, ZEHMBEICD > D BT 5, XEEERENREORFRE L 3
ZELHB, BE 10~20 RAZEE 2 LIEROBITVGRE D, FHFEMIL 30
JREIRTH 5, ERDBITEFTLC, BEERLEDKEREZRD 5. PLPI #REE
REZDIEHITIZ, REMEREEZET 5.
BE - B&ATA

WA AT, FEENMERIG T, IT DS E 72 & 7 hilk{s B 2 Sk
LTHRT %, REMRCEEREIZER TH 55, PLPI KKk EHEREEATIOD
ERIZK BIEHITIE, BEMAT T 5, MEEMY - RITRICEEIZZED 20,
BERFT R CIE, EH LR ZEOHO L REFIIED Vv, BlEEE & IXERD
myelin basic protein DHED IEHEHIFH S EH EBTH 5 2 &23% >, MRI [H
BRI TREBIITH D, T2 MHABEGR TIIEBEOAEDEREFEEE L O T1 #HRH
BT, RE-BHEDIY 72 FPHEE (HEWIHET) LTws I L%
BHTH 5., —RIVIC, T2 MABRDEE CIRIEFOHE R & v iR licZ
LEmPRE U TOEMBZ L v, T1 EFEER i, wo< b & LB Lz
B0, RE - HEDOa Y T A NPEY, CT RETIE, FERERN L RNE
M2 7 5 DA TRMII R ERIZD 0w,
Bin 2

PLP] B FEE, RER, BLFRRR ERL B EBBFEET S, VPLPI &
R EEIXIZIEHFE (50—75%) DIEFICRD . Uk, EEM PCR HEM
WIRZ FISH IR EWC X D IEH D 258D PLPI DREEIC L VHERTE S, %77,
Bz 7Bt & L CMLPA (multiplex ligation—dependent probe amplification)
7 LA CGH (microarray-based comparative genomic hybridization) 7% &
LEWHRETH S, 2EEIR (156—25%) DEHTIX, PLPI ¥ v 87 a—F 4
PR T 74 RAEMORERIZL S, 7 2 ) BEBRAIE R 5 HHEEDEF S,
AT 74V TRER T VeV AR, BADDLVIEIRREELRD S,
REOMHNCIE, BEEEERIIRERE R E2HAWS, PLPI BEF2REORET
mThs QBUT). RREEEOVWTNOFETOREIN S, PDERETZ
Biix, ZROSZREZ QHEICEE, B 2MEHEZHAGOE 2 LERH 5.
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(2) Pelizaeus—Merzbacher BEJH 1
(Pelizaeus—Merzbacher like disease 1;PMLD1, HLD2, OMIM#311601)
®EHE

EEIRIVIZIE PMD & XA O WIEIRZ 29 212 b 0 67, PLPI BB T
DB EBD L \OEF E PMLD & MECY, PMD & XBIT 5. fEK, PMD LIRHIE L
TMESIN WD DRED., MBEETH S, BREASEERERXZ L 5
—IERDFEWI T, gap Jjunction protein C2 (GJC2) BBTDOEEMFHETH
2, Z#k PMLDL & RES,

HERAER & B P A

BRI X D IRIRZ R, | RANGEEFEERICRO»N, ZDO% PMD &
R I SEAR B IR, AMEER, RIEERIERDSHAS 2k 5. 7, BEMER
B RS CLE IR EERFEOER 2R L, A MRL © T2 MEHEGR TIZEE D Mg
HEEESR EOFREZET 3. 206 OEKRIERPBREFT RLIL PMD ICEEEIT 5.
— 5, 33BDOIMEF DN 12 FITHZATVHRETH 2 LHEINTED PMD
IOV BRKESFERZIRFTHS, LrLads2fT 10 mENGRITRE D,
10K E TSRS TR R RETEMEOR#EZ & 2EIEFIORET S H 5.
R R &R F

GJje2 BIET (Bl Cx47 B 5\ GJA12) DEFEDS 2004 FICHRE I N, BB
I PMD EIZBETHB I EBHSLERST P, ZD—HT, GIC2EED
BROPMLD BEDTFAET L Z &6, TNDANDBEETFOREG L RRINT 5,
BADERIZ, §XXTCa— FEBAOERTH DT, BLFEHITRE,
BFlREER EEHWCERZBHT 2. TNO6OERIE, AVITFv Ry
A T+ DKM D gap junction DIEREZ TR I Z LEZ HNTWS Y,

(3) HEBEKE X OC/PNRENRZ M BEHERA2E

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

® BB

SRED HEERASICZ T, KIMEEY (BIRZE, & X ORI HEE)
DETHEZE % RO 2B E, HABC 13, 2002 S ICH O TEFIFRE 41, 2007 £
PEEMEA E LTSN LWEERTH S Y, MIEBHSH LD, &
Rk ZEPRELN LY, RREEFIERFAETDH 5.
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I R IR

A TFRICIETREE R, RIRLBO L WIEFDIS ., AEEIMERE & LT,
XFAB TR SREE CIEET 5. 10 RETICFHEERT2 TR LEEOKE TR
BITRERT S, ETRITZIE S ZD Ly, BRLICEME, MMEFEZRL,
SERAMEEIEIR (77 b—X, YA +=7, EiE) BSHET 200888 TH 5.
AR L, PEEPCEERD, HENRS EOREREFESHEED IS 2
S = a VOSBRI BN D B, EEOE < DRERICREE EHTE O /NEE, KE
Br#45,
BRERT A

BHERMRI TR EAMD T2 SRS 22T 5. ML KE S 7205 KK A3
EEFTE L THEIN2DFHETCH S, AEREIIMET L CNMERKRZRD
5., KEE LI OC/NHAEICRED 5 T2 0EEF5RBRLICEESLL, S
HRZ KRS 5. DB, B REOZEMELE L v, K - IRERIZH
NEDBPRIZNS C, PORTHET S, BREOBRLICEHT 3.
FRE R F

FRERFIIRAETH 5.

(4) 18q RERIEMH

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

18q RFEMBREIL, 1 8 HHROMEMMIMRRIC & 2 ROAEFEERET, K
KEFAICESBOBEFVEEND 120, SRRAERE &7, KMAEBEA
ESEId myelin basic protein (MBP)BIRTFDRIDVEHTH 2 ©.

IR PRRE IR

RS (RIEHER), FEER, HRRET, HIEsEE, Bk 55
TEEERE, onA, NEELE, BEIEFEEER, IFAFLER, EZR)N, @1
OO EQGRRGBRIERE 2T 2. A FRIZRFTH D, 18q RIGEMBERE
DEBLZAEHREL LT, BRREWR, REBRLMESH Fons,
BERR

SHER MRT & T2 A EGRIC TR EORES 2 5. AMAELEOE
BEDPOHEEDREESE TZOREREA TH S, NREDVEREEIZHEEIN
P, MRREICE VT Igh REPHEESVE Y DIMETHLIELIERD &
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N5, KMHREERE, ARFEREMIZIES L OMELDH 5. FEEKSKE
B L TSRS 725720,
BIZTF2 W

18g21—qter DRI REDREDZL L, FEW D 3/4 1% de novo BE (FHiis
BHRARER) ThDH. MICRIEEOMHEIIHHERE, de novo BREE, FIEMED WAL
R EDWEDVD D, PN G ORIEREARERS KO FISHIEZH WS, ERIC
BI5§ 2 PR BRI 18922923 & S5, KBMEHEWREZ 2T 26T
\%, FISH fEHTC 18923 IZNIET 5 MBPIERTD 1 a ¥ —REZEET 5. HEHH
{GBIE IS MBP BETFONTURRICE D B 5 LIS NS,

(5) Allan-Herndon-Dudley fE{RHEE

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

XSRS EREREEO | OTH 5. BEEORBMIAEER, BaEE, 77 h—
ViEH), FEER, EENFREZ FERE U, LIRS MRI MEIC K D8
AL OBENDIED 55, Xql3. 2 IZHFFET 5 solute carrier family 16, member
2 (SLC16A2; monocarboxylic acid transporter 8 (MCT8)) BB TDEKEIZL D
FRIR R LE v DRI OBEENEK &£ 2 5 T\w5 7, 3FEE, PLPI 2 ED
AR FREE 2RO\ Pelizaeus-Merzbacher JWEZF DK 1 &S SLCI6AZ
MCTS) DERZHT 2 Z LB MEI N,
B PR AE R

WH W BEREME X EEEHAEEER AT, BAVIERDOART b I L%
AT, REEGICEB LT, FLWEER, BiR, X =7, ERRES R
BETRL, EEPSHEOREER T, BEAIRBEICOZEICLAD SN,
I BIRAR T 2 & KB IR LB EE, KFST, SHEYRED), BEE
BEZET. FRIEFVEVUNONTMERICEE IR, ARETE &R
R L, HEEHFEDO SN,
BRE - BISRATR

FORBR R V€ v D RE LR R BRI R 2R, FRIESVE VRE T
T4 (KA, T3 Bifi%zm L, TSHIZIEHMED LRZRT I L03% v, BEAR MRI &
TRV EAERERRE N W I L H 2D, REICKEEMRE Hb
W T2 BRFHER T O MBEEE 5% & DRI DR Rz 28§, SCHRAYIZHE
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PEREE UG DR 137 0D, PIRERRICB I 2EEREME T T2 L INTW»
5.
BiE T2k

SLC16A2 (MCT8) DZEFE % WHFLHIRE 7 K CHET 5. SLCI6A2 1% X Bfafk
ql3. 2 IEL, 12KEBE R XA v 2RO F v 87 %2a—FLTw3, SLCI6A2
(MCT8) Ik FURIR V€ v DIRBEE L IC B b o TR EEZ 5N T WS, F v
L VARER I AV ALEEPREINTED, BRI VEFEEVER 2,
SLC16A2 (MCTS) TS DERIEIC X 2 ZBRBIOEME D H 5. LITD X I iER%E R
TG, SLCI6A2 (MCTS) 2R %255 . DEEMBMEBIFEERZ M) X B
PN REL, QERHES MRI HIBR CRESEEREE 2D 5, OF RIS LE VRET
T4 {KAH, T3 EfE, TSH ZIEHEMED FR%RT.

(6) HSP60 chaperon Ji

(Mitochondrial Hsp60 chaperonopathy ; MitCHAP60, HLD4, OMIM #612233)
BESE
ShrarviFUY7yyXa=y Hspb0 EAEDREIC X 5 ERKERM A G
AIETH 5, RAEDBTIZ 2933. 1 I2A2{E T % Hsp60 SEfE T (HSPDI) C, HY
BRGEEEEAZ L5, CNEFTCIRBEINLZDIEZ, MKEHEIEZEVEL -
A RTINVDRRZDATH 3 ?,
R R R

RREFRD 10 HAOIEFIEREIC X 2 &, FEHE~3 7 A X O HBREET, FE,
EHEBIF BN IR 5, BHE R, FEER, BffeAs, TAD
ADERHIFERICR O NS, BAARICK 2RERARZ 5 NICHERE % A2
5. 20 B E TICHE T MR LREARHEDERIIC & DT T BIEH 3%\, H
A1 -2 FCHRETIEEADH 2. 2 EY EEFEL LEHIZ, ETHEOM
DREMERREL L HiE 2 R 5. KIEN - RIKECORFAMDER 2R D %
BEMR

MRI TABE X /N EEIC T2 MFEER TR EICEREFEEF2 2L, Wz
e BDR, HROIEE(L & BEIRKR, WL DMOEHORD 2, BEMER
BSOS TIE TIRDBEIE & TT D ELE & 5,
BinF2H

HSPD1 @ DNA S ERLFIRERIC K 5. LFRDOZKAR TIE D296 BED K EHEAK
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THFIEL, ~T RESROFREE IR TH 5. HSPDI DD EIZ, HiH
BEEEEER % L AN FRE 13 7Y (SPG13; OMIME605280) DJFIA & 742 5

(7) Sallaji@ v

(Salla disease ; SD, OMIM#604369)
B

D &, BREESZEEEERE LD, VYV L O T ILVBEBL R
5. MRI FTRE, S RERMAEERAREICHBT 2 NEEHEREZ 2T
%, BREGEE T, SLCI7A5EIET (6qla—ql5) TH 5, FAUERBTFERIZLS
infantile sialic acid storage disorder (ISSD, OMIM#269920) (XFLIEHAIZEK
T H 08, SD FFLIRHICHIET 2 5T IIBHRTH D, BIERZ W LA
RMErINn5,
B PR AE AR

% DFEBNE 7 4 7 > F (Salla#thi)y) ICEEL T3, FiEEN, FER
7, BERFEEASE, EHEKHE, BiK, HERET, B TAPALEZET
5.
BE T R

ReEEEs 7 )V (N-acethylneuraminic acid ; NANA) ODIEMNAS2W iz H H
TH B, FHUIIRS NANA DOIEINZ B2 WIERI S AR 5235, BERH D NANA &
STOEMTHEMT 2, WRI T T2 BFAHEK CHEDOILGH L SES
(hypomyelinating pattern) % @ ¢, PMD & L9 5. MRS #& & T I
N-acetylaspartate (NAA) DEMEZET 555, TIUENANA & NAA X 1.5 7R T
MREBETIEXFNTER WO THD, EEIZIENANA DI Z KL TED, 2
MEICEHTH 5. RMEARGEEE IZFEBCET T %28, SHEFHKEN,
JEMERGES SO I3 @R EH Th 5.
BIZ T2 W

SD 1%, SLCI7A5EIET D R39C DERFERFEIC K ZMEFIBT LA ETHY, K
FTOREFNIIME I N TR, EE, 74 V7Y FATRWE ST 3% R39C
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