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B0 F & LT O AR ERERTERA AE

(1) RYD TR RV N9 N

Pelizaeus-Merzbacher disease, PMD, HLD1, OMIM#312080

REOBE

X EEU S EEEHRZ & 2P RERZOMBURALETH 270, BEIIFSI%E
BREBROATH S, HRREFICIE, “PREEROEOBEBER - H 5 »IBE
AR T4 5205, @EMEE X CEMRIIEEIN. HEorRMELELEEDLT. BF
L7280k D tigroid DB Z BT 372 L2 ET5, BEZENIE, Turs
Y F7u5 4~ 1(proteolipid protein 1; PLP)EEFDEEVB I OEEDELS
FHETH 5,

HRARAEIR

HEEPGELD 1 ¥ BEEZ CRBRTR P15 2 L% v, KPHERIRTH 5
e REEOETIRBZRD 256035 5, £HD> 6 FERE E CRHRRIE
ToOEREZET 20, FBRREOHRVBEN, SEVAF —REHITFEER2BEZTHESE
THH, PUTERKHEOTELHS IR )~ R 2 —a Y OREZ TR, DARIER &
LTORRIRBIZ 1 RBEII, FRRE(BET I LHOLTH S I LBF Vv, £/2
BEICIZ7 7 P —EROBREBRMAPEERL L 3, Zo k) ichilmiERo, &5, &
BflHR, BEZO TR TOERPERCTHERET 2008 0RBORFHETH 205, #
FRRIZEY 22 Y, BEREMNED LABER R IO»N T FRIBCRE L H
ER b OMERBEE LTSN TV 3610 %\, £ R 0 B MKNFEENIESR
TUEEHMEICY - <D LBITT 3 XESEERENREORREZ L5 L H 5,
WH 1020 AN ZBE 2 LEROBITVHE D, FHFMIE 0RINETH S, FERD
BT T L C. B EOREHEZED 5,
WA - mERR

BEARCIX. BEERERIG Tk, 1T MDY E 72 6 I h X {n B 2 )X L T
%Y 5, KEHREEREIZER TH 55, PLP1 RER EHEERAMOERIC K i
Tk, BERT T2, MEELYE - RTRICEEIRD kv, BRAAR TR, EAL
B2 HDHS L REEIIAD B, BEEER L3RR D nyelin basic protein DD
EEEE?» S EE ERBTH 3 2 %\, MRI BEEZED CREWTH b | T2 HRE G
TREEEOAEOEREE B LU T HHAEG T KE-HEOa Y P 7 X M DHEE (H
BZVIHET) LTw3 2 EPREIWTH 2, —BRUIC, T2HFAKRDES TIRIEEOH
AEE YD LHEHLICZ LCERBPEL THERMZ L v, T EHBEEK LIZ, wol
DE LB teED 5, KE - AEDaY 7 A2 PBEYL, CTHRETIH, ERE
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7 KNS 2 R0 5 O A TR ERITD 2,
BiETFE
PLPIBEFEM. HER, BETRERLERL LERAPEET 5, PLPIEGTESR
FIRIFER (50—75%) DEFITED B, I, EREM PCRIEPRMIL FISHIE R L
CEDEEDERD PLPI OFEIC K VR TE S, 7, Hlcfifii & L TMLPA
(Multiplex ligation—dependent probe amplification) %7 L A CGH
(microarray-based comparative genomic hybridization ) 2 & THEZWIAIEETDH 5,
2 ZFi (15—26%) DEETIE, PLPI Y V37 a— FHEBPR T 7 4 AWALORE
Ricks, 73/ @E@@%iﬂ;ﬁ%%ﬁgm‘%mi fc AT 74> v TRER TV
VALBR BADZVIRRERELED S, EROKIICIZ, ERBERIREER E
23, PLPIEGBETEROREEFHETHS QBUT), KRB EELDVTNDOHIE
THRHEINS, PMDBETFLHIIZ. FROSHEELLHICEE, RusRESEzH
AEbYELUEND S,
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(2) RYD TR« ANV Ny N 1

Pelizaeus—Merzbacher Like Disease 1, PMLD1, HLD2, OMIM#311601
/3758 e
FEPREYICIZ PMD L XFUDS O R VIERZ BT 210 00b 63, PLPI BIETORE%R
D72 WEEF] % Pelizaeus—Merzbacher Like Disease EFEUN, PMD EXBIT 5, #E3E.
PMD ZRBIE L TREIN Vb DEEY, MRKATH S, FREAKHEEEER
&0, FEREMGTIE gap junction protein €2 (6JC2) BEFTH 5,
BERIEIR & BT R
AHBH I VIREZFED, | RENGEBFRBENRICKR O, 20O P & FARICHE
BREER, ANMBOEIR, BEMIERAH S 22 5, 7z, BEMERERIG © 3 PR ER
DIEE%®R L., EIBMRI O T2 BHABEBR CRAEDOUVBERES LR EOMREET 3,
N5 OEERIERPRERN R P ICEEEIT 2, —AC. 33 BIOMEFON 12 6lTH
SEBTOUHETH L LMEINTED P X Y RKEBFRZIRIFTH S, L Lid
52T 0RINGBITUHRED . 10/ E CRIIXFHTEER), RETERKREOKZS
L BBEFIORED D 5B,
FREET
GJC2 BInTF (B4 Cx47 B 5\ 1% GJAL2) DEFE DS 2004 FICRE I, BEFWITH PUD
LIXBRETHLAILLPHSh LR, DT, GJC2ERED L\ PULD BE B HE
THIEDS TNBSOBEFOHEDRRENTV S, BRAIOERIE, IXTa—
FEBNOERTH B DT, BRTEH T, HERIIREELRE2HAVTERZKRH
T3, SNSDERR, AT VRS rofilEEEDOX Yy 7 - Pr s ay
DEEEWAIRILEZONTV S,
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(3) FEEHB X OUMKERZ D BB RA 2IE

Hypomyelination with atrophy of the basal ganglia and cerebellum,

HABC, HLD6, OMIM%612438
wEBS
EREOAEBRASICMA T, £EM (BREHE. B X OHICHEE) OETHER
%I B, HABC 1E, 2002 S ICH) TREBIHRE S 41, 2007 FICREBES & U THELZ
INEFLVERTH B, MEEFHIES Z & LD, ERAEFSEIEON LY. FER
BETFIIRAETDH 5.
ERERAE R
ETEICIREER . BIRLBD RVIERNS », RESKIE L L T, XFFTE
IEEE CIERT 3, 10 BITCHERT2T LAFOBBTIRSITEZHRT 5. £
TRICIZIZ > E D LAV, R @i, NMEHEZ R L, #ERSEER (77 b —¥,
SR o7, B BHET208ETH 5, BB, PEEL o BELPRE
RETaIazr—vaviis) T s, PEOE OREGICRMBEIEENES NHE, &
HREHD,
BRER R
FEEHWRI TIROEAMED 2 BHAEES2ET 5, MBREGSSEBHARIREES &
LI N0 TH 2, AEFERET L UNEBARZRED 5, Kk & U/h
BEECAD S T20EESRBRACEEESHLL. S2Y YOHERERIT 5, /AN,
Bz IO EEEEDE L v, SR - ERIZR 03 BRI S (L PETHER
T35, BIRZOIRAICEMT 5.
RRE R T
FRHEEETFRRAETH %,
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(4) 18q RKJEMRE
Chromosome 18q Deletion syndrome, 18qdel, OMIM#601808

BB
18q REFEMBAEIZ. 1 8 BRAKRBIRIRKIC & 2 REAKREEBE T, REHHI
ZHOBLIVBEENE O SRRLERE 277, KIMEEME AR SIE X Myelin basic
protein (MBP)BEF DREDIFEETH 3,
R ARAE AR
BEREE (FESR). REEN. BRRET. HIEHRE. B, S5 EHE,
JweitA APNEE, ERIEPHREER, COFARZRR, BEEN, ko0 k oSk
RERERZET 2, EGTFRIIRFTH S, 18¢ REFEBEHOBELEGHEE LT,
REWR., IREEBRIEN DT 515,
BREM R
SEER MR T3 T2 MBI TRINAEORES 2R 5, ANHEL2EO&ERETH» S
HEEOEES I TZORERKRAL TH 2, MPBORESTRIRREINPT Vv, MEKRE
IZBWT IgA REPREIVEVFIMETHSLITLIERD 615, REMRIEEEE,
RHFREMIERE L ORMEND 5, BEEMBECICEL TREBEBRD 6%\,
BinTZW
18q21—>qter DRBIIHIHR RO EDE { | FEBID 3/4 1% de novo BE (RIGEEARE
R) Thb, MICKEEOHEHEEEE, de novo IE, FREEDOWN & EOBEIH
%, W 6 ORERAFREL LU FISHEE AV 5, FERICBEE T 3 fafk B T
713 18q22—q23 & 3N 3, RINHERE L 2T SEEBITIE, FISH f#HTC 18923 ICf1E
T % MBPEETD 1 a ¥ —RERZAET 5, BRGEL R MBPEBF O 70 rLIc X
hEI5LH#EHicnS,
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(5) PIv - n—v v ¥VFY-SEEH
Allan-Herndon-Dudley syndrome ., AHDS, OMIM#300523

wEBE

XESEMEEERERD 1 o Th s, EEOBHFEERN, BERE,. 77 —YE
B, AER. RENRE L TER E L, 2R8I BEIC X D BRI LOEND
5N D, Xql3.2 WHETET B solute carrier family 16, member 2 (SLCI6AZ;
monocarboxylic acid transporter 8 (MCT8))EEBTDEEICLZHFREEFNLE M)
BEOBENEREEZ SN TS, HE, PLPI R EOBMERETREZRO RV
Pelizaeus-Merzbacher JEFE D 1 s SLC1642 (MCTS) DEREZET 5 Z L3 E X
N,
R PRAEIR

VWb BERYE X EEEMREERE TR T, BEVERDART I L%RT,
BEEMAICBV TR, FLWEER, BIR. YA =7, BEERENFEZ T L, &
FOSEOREER Y RT, BEMAIRBHEICOZEICLRD S0, HRRET 2 5RE
CRENREPEEREE, AFAST. SRRED. BHHREZRLT. FRERIVE
VSO RIS B, REEEZ LA Ly, ERLEBDoNZ W,
WA - &R

FRIEURVE ¥ O R L BN R E&T B 2R T, FRER A VE VRE Tl THER{E.
T3EMEZR L, TSHIZEFEEO ERZRT I L98% 0, EIHBMRIRETRMICIIZE
LEBEBRONEVI b H B, RECKEEME. b5 \wiE 12 BHEKTOVE
HEES S L OMMEHR O RE2 R, SR ICHEERE T O|ME 3k whs, P
HRICB I EEEREMET I3 T35,
BEETFEW

SLCI6A2 (MCTS) DI R% HERFTIhE LR £ CRIET %, SLCI6A2 13 X Fefafh q13.2
WCREBL. 12 BEBEFAL vEEODY V2% a—F LT3, SLC16A2 (MCT8) iZH
REFNLVE Y OEEEHEEICEbTWEEEZIOLNTVS, FYEVAREP I AL
VABRBSREINTEY, FRICXYVEEENEL D, SLCI6A2 (HCTS) IR DEREEIC
Y2 HBEHOHELD B, UTOL I RERERTHA, SLCI6A2 UCTRKEZEE) .
1. BEEMEEHFEEREMN) OEERENRE
2.  FEIFMRI Hi& CREMEREEZRD 5
3. HRBRLVEVERETT4EME, T3 S, TSHIZEEMED LRZ2HRT
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(6) HSP60 ¥ ¥ ¥i

Mitochondrial Hsp60 chaperonopathy,MitCHAP60, HLD4., OMIM #612233
R 5Y
SEaviFUT7Y Yy RO VHspb0EHE DRI L 3 RERMAEERASETH
%, FREGEIRF E 2933, 1 ITHZiE T % Hsp60 IR T (HSPDD) T, WAL EEHR%
£%, CNETIKWMESNDIE, MRFBEBLBEVBRLEZARA T ZVDARRZDATH
%,
(57 SR IN
EREFKRD 10 LOREFIMEIC L B &, FEE~3 » H X hHREET. BR. BeE
BFEEM I RN PN S, BHERRME, FBEER, BIT2425, TAPADEHIIRE
BcRons, BEFRICLIIKREFARLSTVICREREEX AR5, 20/ RE CICHE T4
ML FEEARHDORRILIC L DIC T BREHHS v, HER | -2 FTHET 3 ELEH
bH 5, 2FLU LEFLEFRIZ, ETHEONEBEORERE &0 R0 5, KIERX -
RIEFCORBRBOEREFED 5,
BRAETR
MRI TR ®E L VM EEIC T2 AR COBKECERFEE 22 L., Mtz R
Z, MR OFEE EMEIER, W & DNHOEFELRD 5, EEMERIETIE TED
BIE & 1T RMEDHEERZ A5,
B T2
HSPD1 @ DNA B EFCFIRERIC £ 2, LEEORBTII D29 ER D FEHEAR THRIEL .
T RESERORRE ZBERTH 5, HSPDI DLDERIZ, BRAAEEEETRE
& B RN FREE 13 AU (SPG13; OMIME605280) DREEA & 72 %, V
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(7) 7%
Salla disease, SD, OMIM#604369

wESR
Y SHEIR ERaRSEEEERE LD T4 VYV —LNOY T IVREREZRE LT 5,
MRI FFEL . e RMEAMEAEHRASE ICHET 2 CBEAERERZET 2, REEE
T3 SLCI7ASEIEF (6qld—ql5) TH B FAUEBTERICLS infantile sialicacid
storage disorder (ISSD, OMIMH269920) IIFLIRHIICEMMITH 525, ¥ 7RI FLIEH
KHIET 2 ETRBR O VBER LV LRARE NS,
FEY7STRIN
% DRERIE 7 4 v IV R (o) ICERL T b, FEER, EERIT. BFR
A4, EHKHA, RR, HERET. BE. TARPAREZET D,
BEm R
RebiiEdft s 7 VB (N-acethylneuraminic acid [NANA]) OEMA»ZWIcERMTH 5,
F U R NANA DRI % R WEER b FE § 5 25, BER T o> NANA 132 T DHESITIEIN
¥ %, MRI Ti3 T2 WAL CHEDA#ZEES (hypomyelinating pattern) ZF8®.
Pelizaeus-Merzbacher Ji§ & LT 5, MRS BT Tl NAA DEfEZ 2§ 5535, Z#Lid NANA
¥ N-acetylaspartate (NAA) 13 1.5 7 A F MREBTREATELRVWADTHY., KB
I NANA ORI E RBRL TR Y., DHINICEATH 2, KEMEEEEEINPET
ETT 20, EEFHREMN. BENEISIGEFEETH S,
BiETEH |
¥ 5953, SLCI7AS EIETF D R39C DAREREIC X ZEMMILAETHD, FHT
OREFIIZBEIN TRV, EE, 74 YTV FATRWEINTWS R39C DEED
iz b DB OY IROBRERELGTFERPHS»ICHE> TS, BRSLCITAS DI NF S
VBT ANTXEVER L 7V R —F — BRI L 2 HREERENRBRE D T TR
BBLHENI NS,
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552 B 5 PR B X ORI O S KR R A 2 0E
(1) ERERNEL S EBERA2E

Hypomyelination and congenital cataract, HCC, HLD5, OMIM#610532
BB
HEVBRAE L AAEZ AT 2 1 EBHEAME LT, 2006 Ficf)o THRE S LB
BERSEEEERZ L2H L WEARERBMBERARIETH 5, Hd T, ThET
10 DREDHLDATH D,
BRARAEIR
4% 1y ARBICHARICR D0, EEPEAERIIEE RV, 1 RBEICHT
KEBTHL I LINKEERIRODPNS, 2REE TICKRSHT2ERET 8. M
THETIRES R\, BIFIGBTL. 9/10 BITHRAEZ TIHBITEEERT 3, £F1TH
HBRBE?D D, WO ZBELEPEREIET L Tw 3 LB/ ETH 5, 9/10
BIc/PRERZFRDTE D, X RHHRBER E UTHIET & TRECA OFEHE 2R
OTw3, BEMER (PAr=7, 77 b—€%E) KO0 TEREEI LV, FEF
EERIBREL o PEE T, BMEREDNOREIZ 20 TRD TS,
R R
9/10 Bl CRMEHREEREOMK T 2R D, KFMBEERTIIAHBEHOR L. EH
b, BEHERASGBTZD N TS, T MRIFRIZ. VBET 28E8LT1ITD
A%d 2 0WIIRESEE 223, —HHEREIC T2 DMV EES. T1 DRESHER
ERD, ZOL) BN TIEHEOKRTIERPHERL TOARBESTRIN TR S,
BinTEH
B REE T FAMIZ26A(DRCTNNBIA) (7pl5.3) @ DNA SEEEIFIREELRI LD ERER
ET D, FAMI26A EB AT =V Wint 7 FNVICE#EL, AYI 7T FuyA Fogfl
~DOEERRRINT VS,
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(2) k. HWFERREZMNS ERERT2E

Ataxia, delayed dentition, and hypomyelination, ADDH, HLD7, OMIM
612440
ETHEDORT., ZH - Rk EORTEERERFHEE T 2 RMAEVBRALETSH %,
FAEIL. HRED SN RP R CERIEEIETETH 5, BE X THREEED
WRHZBESTOMARBEERTH L, FREEFIIREAETH 5, 56 EPMABITH 5 25,
MEERFZCORMBIEED H ). FROEFSEE L OERAFEERBER AT hoH
BHELH D, EENBEESELoNS, 1Z0IC, BEEHR, TEHFEIFFioYy
HEEIRSEEET R ELEH T b H 5,
BRAHEIR
AR OFSEIRERE 2 2 E23% v, L L, MAHERKED S EHFEDENDHIL
2k 9k 5 HRBIERFGES T D 10RATEE TIIGESRFAPBILD & I ITi D,
FERDSE L DEBICIRPRFR T LIRS D 5 A BIER OF TS T & 1ICER 2 D,
St - R EOEFERR (FEsKRE) BHRM» R IpN5, EhiC, H
BREET, REBER O HMOZ 035 5, TEFEETF F o v EERBEES
Ll kB kS ERDHBEID H B, T ORDMFENRFEGSAEICHBET 28T
HLpE. BEEFAOEBROBEOHEREVLLDICE-SED Lw, BHFHER, EEY
5P SEREMER T CIEYH 5, FRICE LU CUMEFIEBL RO THTH 2,
BRE R
PHEE MRI I2C. T2 RAEKE TOAMEAED N AKEESIC X 2 BISE & MK O
e RO 5. MRIIFEENL T 2 MRS TOZE b H M T RKBMAHICK T % myo-inositol
® E5 ¥ . N-acetylaspartate (NAA) B XU choline DIE T2 &L 5, B FRTER
i, ) TR TUBEORIBRZHERET 5,
HiET2
FREETE L CBEFEIRAETH 2,
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(3) MBERERIARRIRIRESR, PRAEREIPRA I, 7 —F v N —JREREE, tla R
VAR
Peripheral demyelinating neuropathy, central dysmyelinating
leukodystrophy, Waardenburg syndrome, and Hirschsprung disease,
PCWH, OMIM#609136 |
wRESS
AYaAFryFadA FOREREICMZ, YoV il X794 b, BES VS
U 7R EHREREKMBORERELARBL T IMABEETH B, BEKRINIZIE,
PR R OMEERARICMA . REERERCRBME - —aF—221, &
I =T YN=JEER, EV a2 ATV TREGLY L 4AERBEE2AHT 5,
FRREET 1 SOX10 T, HREFBEEETRE L 285, £ BEAERIC L 2%
BlTH 5,
HRRAETR «
% DREGITHAEBERICE LS 2 A TNy TR T 3ABMNREZET 5, RE
RiZoWTRE, BEFITIE, EERL DKM - PR E D ICHEBE IZLEALR 0
T, BEICRCOERER L 5, FEEOEM T, BHESREER LEBERE, NE
BCEEEBEREZET S L Ebic, BB 2 - AF—%2 &0 2, BEGITII
BECHEBFEER LM -2 -0 F—2273, 7—F U \—JFEREICEL
TRITEPBE. HESORHINAEAE L BSEEEEET 2,
AR
SH¥E MRI ¢id. T2 M3 @kf%&&E&TK%EE@U&%mEﬁ%wbéoﬁ
SEBITIE B E OFEBRARIC X 5 MEN, KIMBEOEHEEY 5, —H., BEH
TRMEAEOEOBRLEEES 2RO 5, X%ﬁﬁh@ﬁﬁ@ﬁ?%%&&@ﬁf
nD 5,
BETFE
FEAEDRESNL, KREEF SOXI0D a— FHEBOEERIZL 33D T, DNAKE
EEFIRERICIDRET 5, ZCRBRCHFHOERL L TR 3, SOX10 24T
77 LDEBOREORED B 5,
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11 iR e

BFRUAMAERF SR Tk, HED & 2 ARARN AR 2o FEERICHIR
LB ET).

(1) BoEDHRBEEN _

RS E I EEREE RS 2 L0 5, £ ) BBEOBCMERER L AROEE 2R
% L SEEATH D, REFTH D VIEIBHI T okt L D BEER VS —PRRRD
YAEYF— a2 VEIRBAT 3, BEMSERICSRETH B0, BERE & HE
INZEEHH . BEREACREEIRO R, SHEEF X CERINLEE. Rl
WEEE DL D IAESERENE X 5T\ 5, MERE & DE W, FERITHHN
HRBE LD DB ED LBENEFATH S,

(2) TARPA
SERERXNAEVRAESREOBREDNDI L, ENEFEDEIGILTADPAZRBD HPILOW
Ci3. FEHREE IR 0, 1020 % BE LHEI NS, BEIE—BRNZDAROTA
DADBBEICE T RED YA Tk ) HWAREICZ AN 2L E Y (5-15mg/kg,
o) BEBINE LB TRERKL L TRIE LYYV, PET2— 1 (4-10mg/kg, 2X).
V=3 F (4-10mg/ke, 2X). 250 7 UM (15-40 mg/kg, 3X). 7 @23 4 (0. 2-1 mg/kg,
M EDORY VO TEE Y RFURBE LAV, SRREICIEBRE S n T o,
72 ) RNLEF = (2-5 mg/ke, 1-20) BV, FoRBREL L TRI7EMIS
FESw—F, V¥ IR, 70T rEORV Y TEEVRIEEEZH VS,
(3) Y2 b+=7

LEMEOVRA P PRELTERIRY Y'Y (24 F—)V) (I-4meg/ke, 3X), P T7ESL
(0. 1-0. 3mg/kg, 1-3X), A7 a7 =y (VA LH =) (0.1-0.3-0.6mg/kg, 1-3X). 5
YRBLYFRYSL (FYFYDL) (0. 5mg/ke-3ng/ks, 2-3X). YHZIYV (F
219 3) (0.05-0.1-0. 15mg/kg, 1-3X) R E7 =/ 7SV EF —) (2-5 mg/ke, 1-20)%H
w3, BEEOYA P 7R, RY Y XAERQ-30/K) ZAVE (BRK3 7 AE),
(4) BESiORERA

KPS HINER - WiE - BAZICE DR T VIl I 5, SMEMRFEREESOE 7%
LELHDH 5., BESTIRBHABNLIGERIER - ElizE k).

(5) RREE - BRESF

IR A S D - D, BEEEMA 2RI LT v, ROEIDE L WIS T,
@E®E 2 VITEED S OREMBBTONS, HRRUED DI, BRESTZ M
SREGITIE, BRIz AT 5,

(6) Eho vy
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PHZED D LTREA Y VY Y TERAIRTH 5, BRERMEAE RS SHE 138
EREREEESEGVARD, BEAIV VR VREERILTY, RYV TR - ALYy
NREPICE S & XEEHEHEEETHI I LDELIC, BIEAAZXLHDEE (¥
TOEREFA) PRER, FVERLRESKICODI VEHTH L L nbh b, £,
BEEROEMR MKECZEMER LUOREEBEHI T VLT —) billboF —LE
B2 ERTILELD D,
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&R IV

Pelizaeus-Merzbacher Ji D
BEHI YRV VY ITHTA IV
SER22F2HLIR
BEABEREmEEfE HaRENIRUEHEE
MR RIN A EERA S OS2 W LB 7%,

SHEEE ARNENC CbERe Yy — EER REEA
REMEE ENCHM - ke vy— MREPIER k&

LI

BEATvRY V7L, REORNE, HERR, RES L OBERZES L ZORKIC
Ga. BEPEL. BER» > EANZRESTE2 L) BT 570 AZERT
2. EENLOEKRIE., 2NFNOEANCE > TRAABELRY T, UEPREAD
BE L2 5, bYBEIBW TR, BEEGHMER XUREEEBH Y V& 7 —»HEM
B L OBEAY VY v ZIcBb > T3, Pelizacus-Merzbacher i (PMD) ¥ X #
WHERERRE L 2ARNRAREAMAEBBRALED—DTH 5, ZOBHICE
WTRBEA YY) Y I BZRO—RELTAARTHZ, AFTR,
Pelizacus-Merzbacher JEDBIE A 7 v U v 72D ZBICKRZO L BN 2 EHEHA
FS54vELTELDE (BEER  hitp//www.ncbi.nlm.nih.gov./sites/GeneTests) o

1. FHRICBT 58 E0PHE

1) BHEFHE OB
FmEORERIFRIEE T, ZROERETLL Y, BERB I T 1 L0HORRAHE
BEZET MR, ~T oS (REE) Th3, KRBT CHRIRELHE—DFKRN
BEETH-oLBEAR. ZOREBUHOBRIREAETH 2, 50k, TORES
¥z PLP1 BETFOFEEREROARMELDH 5, EEICIZ, REEOEEIII»DS
THRIBEDOREIIFA L OBA. PLPI BETEROREETH 5, FERREREMI.
¥z PLPLEEF O SERHITHE I 11T F 7z[Dlouhy et al 1993, Pratt et al 1995, Hodes et
al 1998], —7%. PLPI BEZAR T, RAHE (BAHL) OEMMHIERIITHERR
TAEBLUIFUITE SN 303, RIFE TOFERALROWRE 13742\ >[Woodward, Kendall,
Vetrie, Malcolm 1998; Mimault et al 1999],
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2) BERmEEHOMRE

FIICB T2V A7k, BEPRAEZETH20ENICEVER S, PLPI BRE2HT
IRAZFLMED, RICEREZZTE I A 0% TH2, BEZZITHVILBEEER
BETZ, $h, BEEZUVBOFLRABLERREEL L 205, LECRELHEE
DIERZETLIILLH D, FETANEHE LT, BEBMICB W C HBHIERE O ik
HRPER (M. &5 WLIEMR L RENRE) 237269 PLPI 7L Vi, ~Tu$E
B ORETOMBELENER CEFRMERENRBECMAGRITR E) LEET 2Em’H 5
[Hurst et al 2006], ~7 QEEZXESBRAVICEE T 2 WRESRD BV OIX, HEBK
FPRMKIEa Py LR H8ERLED PLPI 7V (null) BEOBEA T, WHBEIR
AR DX ED PLPI BEEHOBETH 5, PLPI BEEO~T 0 BEALTERF - 72 X §
BAERECREZE L T3 I L3HE I TV 5 [Woodward et al 2000],

Fio, BIREYA 7 O ERETIHEENH S, Z0FAIR. BEOFRMM DNA TH
R EREPBRHINZL TH, RIFEEDORBERRE & k2 EE2 278 CrfetEiz
—EDHEHE T DH % [Woodward et al 2003],

3) BHRWEDOTHR

BRI 7 PMD BHEIZFERE2EE D3, BRENKREOBE CIETHERENIBH 2, BE
BHR. ZORTORICPIPIREZRFE T LICR D BEFRRITET I L3k,
4) BHEREZDOMLOFKIE
RGEORABIEPCZOTHIZ. REED 2 VIIBEF TR WHESH 3 (EPKR
WO X, RIFEEORBBVBERZE» L) Db &k 3), BEBMEOERISEHRIED
BAICE, ~T o EATERMEENER (BRERENKES L CMRITRY) %
BT32E0H 5,

2. RINERE

~T aEATER, —REITIIHRFRICIEREZY, L EUREr S EEOERE R
T52LbHs5, TTEGENRECRAEZH SRR DX, PLPI DIFRERHRE
BERBECAEIN TV 2560, KRANEBEBET CHSLICR> TR 2HATH 5,

3. BEAYYRY VI IBEEL EZOMORE

1) RBBOLREME
ROSREZEICRDARENS 2H y 7Vic, ACRAAOFRMECMGERTH I
REERM (FER) P52 L2RRILIILBEETHS, BURBELBETDH 2
KFTR, RMRTREEERZZILHH 3,
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2) Xq22 DG HEN B~ D AEE

L& D PLP1 BETFHETH 5 Xq22 7 S HEN - R OETALICHT A B AR > T4
% pPLP] EHARIZ, PLP] BEBEROGLRERE 22 L8520 EEBAV VY
VI EELLEERZ LT, B, BERRELTATLL X BHETR( LS
& T ® % [Hodes et al 2000; Inoue, Osaka et al 2002],

3) FiEEHE

BEMNYRAZE2REL. BRREZHES »ICL, HAERMZHOBAZEHRT 2RI,
HERATOSEE L,

¥td

Pelizaeus-Merzbacher iRDBE A7 2 U O L ST XEELMELTHBI L &,
FIEA A RLDEE (F ¥ F o, BERA) PHER, FVERLRESKICHANE
WTHoI B LETons, BURERH Y V&) VT 2ED B 1D I EERZHTIEA
ARELEZOND,
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