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FERMANOBERBETRSER. RUYVIOR - XILYRYIEREDERINSEEOEBEEH
SINBEHEAMBRER T, 4 BEOEIF—LB3SRE, SHENs UTRRELELEES
MZU, CTEBDUNEUTF—Y 3 VICEYTREEER/VET, ENCERERRCETIERW
ROHEMCETIEFEERND LT, BESASTKEGE —ROBLERTRIC, hHDPI <R
HELED,

- O%: ¥M2457A158 (B) 138H~168
B EXRTRAHET HEIBLEYI-BE 11E f%=

. (BRNZRREOLBOTY)

(-8 HEBR]
RS EOBRTZR
WERH AR £

12} fEDLRAMRO5H
B - REERTRLLY S~ RETRA

4. [SRIEE]

ARNRRESUNEUF—-yaveyy— IR

PRESRIEABLET, SEARKY. CRERALOT

R BRRE

T FREAROEVERSEVY-F - Xvb0-9
REFEE HE &£

EigE BRINIKRILCEEEREYY—
EES I[RBEAYYES— @INIETF
counseling@keme.jp
SBNHFELEE AL CTLEXTEMNEREBBRVLLET,
FOCRAOHBEEERNRBREHARAR—LNR—Y
(http://unit.aist.go.jp/waterfront/) ZZSRIFEE W,

CHEER
Errea: AR
o Bt o
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HoMFRAE I F—DBHGE

SEREAMOETRTDER, KUY IOR - ALYy N\~ E ORRN SEEOBEEMHS /NG

BUBRERTY, 5BEOEIF— R3S BAHNE LTES BEEESBAL., Pad
BEEMVTERVEHEICHS EEHEDE5 LTWBEEDERICOVTRANET, [EMCHES
(CEIT 3 ESFWR PESEORECET 3MEOEREMO L1, BESASRERE—MOHLEN
Ko, DHDPT<BIELET, £, SEFP720 LEBAS SRERTORREL DRDBT &
PHES L SBRRLELBLE Lo

wﬁn”fgaaggt/a—

ri%ﬁémnmmﬁwfxmmﬁrmﬁ@’

@ﬁﬁ@’@ﬁ@)ﬁmn?g@— ﬁiﬁﬁﬁnPﬁ #_l: '’

(ﬁ@x %A

FE TERXEARMOERRASEOZH O SEEBR ULHRE
REHRE HLE 8  (http://kemejp/pmd/index.html)
IR EIEE - aREENRCYY—F EThOVvEUVIE
1EEEEHTF (iden@ncnp.go.jp) :
SNFLEEFLERRTA-ILCTSE/MER (WoID68308) £
BRVWULEY, BREEZED T TY A MNP YTWEUERT,
KBADOT O CRAOFEMEHERES D HHER—LR—Y
http://www.yokohamashakyo.jp/ayumiso/
ESBBLIEEWN, B F—AOSMEEFERTT,
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&3

S RVERIN VI RAATIE D2 Wi hEHE & iR 3t
CPI% 2 5% 1 2 ASETR)

JRAETHOBI AR B M (GRS SR FES3E)
PRRVERI HEIERA SR DO W & it e HIE L7298, PF M
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Fa KRR VBB IRAN ERE D2 Wik HE - JRMstdREH
(PR 2 54 1 2 H%GET)

>

I EZ

¥

1. BERERMBEREASEDOER L RESE
EFE K2 13 U & T B iR O HE OB AR RIS & b BRI
e (IRIBRR) 2Bt

FeRMERI EVE T A RAE 3, B DR D PRI E 75 EDBBRY 42 R
EPRETE Z 5, PR ORI OINE» DFHRET H 5 W IdFIL2RE L §
REBETH 5. BAEF TIT Pelizaeus—Merzbacher 8 (PMD) Z1Z U &, 1 1EEM
SNTw3 (R 1), HEEREER X OREMEPC 2GRS IS ) RSB LES
Wk BEBIEBERNAINS.

2. #BELTCHROLNDIBKRERES I TRER R
T RERMEETERARIEICRO SN2 MAFRRE LT, UTD285085%. (1)
SEARRIESE R (TE) R,
(2) MRI EERFTR - T2 MEAEE T, BEICNBIEDSE 7k, B0 /iRt
Efe, BT ELT, UTO6/APET o5,
(1) HR#R
(2) FErpEEhFoE R

(3) /NINBEE © R - PR D RFIER, EREIRE, AREICIERS, RHRES,
A SR L

(4) RINEEZEE @ EiF, YAM=7

(5) TAD»A

(6) BRAEMAWRAN A  FREMTIIPRIZEREZ R,

NS DERIERDOREE LT, SAEREEE, SRINCERRD Z & B% 00,
TR DMK S DITUHE L, Babinski KSF DRIV A3EA L, REBICEEME (T
) gz 2T 5, HEEMD 2\ I3 BEHTELRE N B O KRB 2 & DERES] D 7L
LNTED, TERIEPSKIFIERD Z &35 5, EHEBFEERIZIZ LA EDRERT
Ko D, —RIISEFEED, MWEELDOBETHY, SHHEMBIIRLEER
Sz BRI, NMREE IR O, ROEEDITEI 5, A - MROKRFER, BHIR
B, ANREDCIIENERE, KHEE, AHRSER 0RO oS 2 L3H 5. EHiET
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PR =T EORMBEZERIZ, FORICED o THETIHELSL S, HEEREY
X0, REERE L TOTALAZAEH TSI LLH 5, AHANRE T, IR
BRSO HREREFEREN, AEFREM CRPRECRERELR T, 7, KHR
REHE D 5 WITHERATRIC L ) REHREEND 25613 TR, R0Had 1T
T 5, BEBAE T, WRIEESBMNICEA»OHETH S, T2 BWHAEIERT,
HEIOCEFAEOBESHERZRAD S, CT BT, HEOERNEZET 2 L035H
505, ZWioFAEIIER, I1E - AR TIE, Allan-Herndon-Dudley fEfERE
(AHDS) ZBRE, RFEILATRIZZ W,

3. EZHo-dOT7e—Fr—F (K1)

9 MRI FTR &L D, T2 BHRHEE TOREZTVIETE ORI OELE - (%117 D2 Bidh
BOPEHSPICT S, BEOMWMBLEILZ, HEM EoRBZ BV TEHKREL, Bl
{GBEDEELZHEET 5, BBEMEETIZ, T2 BHERTEL WEES2ET 556
ZRD B EDVL L, FAEFAMIE T BABR CIHMEEE 22 T2 0D 5. BEEH(LE
IEDHWTIC X, EH/NROFEEL Y -2 22 2 EBRBETH S, D0 THEMMPRE
EREHIEZ Sk D RKEMREEO W (1 #f) L ARAMMREELZ AT A (2
B ICKAT 5, BBCAENIEEBIERLICRT,

RIGEBENBRE L QBEICENZH 28D 2 (K2), REEROEE, FHingok
A, FIEER, BIROBELR EOBKERPERETHS. FIFHICO VUL, 7, %
REW 2L BEICIE, 18q REEBEHZERE Y, REBKRED S5 VIE 8¢ 7T X7
FISH #4179 . BIRTHIRIFMEERE 20 25413 AHDS 2589 . I o DEEI L
RERMAEERASEDBROEBEE, ROBEEDE PD %25\, PLPI EBET
BEOMBELIT). PLPI DEREIZD o s WHIE, H 5 0IdZROREFI T, PMLDL
ZEEV GJC2 BETFOEEZMRT S, Z06 TREIRD 6Nk VIiEEE, Salla i
(SD), HspBO chaperon J§ (MitCHAP60), E:JERZE Xk OV/INNZEMEZ ) BEETE KA 4
iE (HABC), /NEMZEHE & BRI & £ ) ONB YRR B A 400 (HCAHC) O Wl REME:
ZEES . SD TIKIRFH 2 IR P OWHES 7 VIO EfE, HABC Tld KIMEEMZ /N
B DZEAE, HCAHC TIXAMEEERZE % b e WINKZENE & NPT E R TH 5.
—JiC, PLPI BIEFOMOEBEL PLPI  6JC2 DFFRFEBNOERLR L, —RINEGE
5 FRENT /57 Tl 2SR e 7o R e R BAZ X % PMD & %\ X PMLD1 DFIEEE b EE T 5.

BRI OV, BT 2RO &, HENAS ICENLTETH L. AN
& fF 9 GEICIZ B REHNEZ M4 BEETERASNE (HCC), MW ETEER PR ERESE -
RO 5 NIVUEEF, BT R Z S BEEHE R A2 (ADDH), Waadenburg JERHES
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Hirschsprung i % 52 & % % & 1C I BLBE AR e 28, PR X P B8 4 T2 B A 22
Waadenburg fE{ERE, Hirschsprung i (PCWH) &FEZ o643, 8, PLPIEfE THEEHE
REBFRIZ X B PMD BEIL, KRR ELZET 5.

AFREED T NORBICOZY LRGBS DR 6 SHET 2 2 L0056, 72
BB SN TR WRRERMAEBRARIERH 5 LEZ 6N 5,

4. BREBOHME
55 1RE 5 & UTPiEpig o Se RPEBERTE A 40

(1) Pelizaeus—Merzbacher J%

(Pelizaeus-Merzbacher disease ; PMD, HLD1, OMIM#312080)
REOBLE

X EEESEREIEAZ & 2 PIRARR OB RARIETH 570, BEEZHIZ
REBROATH 2. MR, PRERERAEOEHINEE - & 2 WIFHRE
IET 228, MEIEE X R ISR S 0, HohhBidiER e b T, BEL
T BEEEASBLIR D tigroid DBRERT 5 2 L 2KL 5. Eia#ICE, TuarF U
F7m 54> 1 (proteolipid protein 1; PLPI) BARFDREN I DEEDE 2R
HTH s

HZSITRIS

AEEPOESD 1 AHBEE TRIRIRTR D215 2 0% v, KPERIRTH %
L, REEOEHTIREZ 2D 256035 5. L8 6 FEBRE £ Tl BRI
TOIERZ 2T 528, FIAKHDHERIEN, Babinski KAHIFEZBR THHEMET
HY, PHTRKNDOIGEGH S I ) —RZ2—0 Y OREZR Y, MRER E L
TORKIREIE 1 BB E 12, ERECBE TS LHLPTH D I LS, 72, 2
REINIZ T 7 b — RO BEFMBHBL T 5, 2ok ) chiegEio, &5, &
iR, RIMEEEZ DT X TOIERDPHR CTHE § 2 D032 DRE DR TH 523,
BAERIRIGEZ 72 < 2 b, BEiiE S ED LABIER D Ko nd, SR CRMEL
Wi 2 b OREERRE & L CRBI SN Tw a8 b, &7, AL R OESIFEED
EHT, ¥EHLUBEICD - () BT 2, XGHEBEESHREOREIZ 5L
H5, BH 10~20 HAZIEE 2 LIEROBITVHE D, FHEMI 30 KATRTDH 5.
JERDIBIT LT LT, HE LOMZENEZR D 5, PLPI BEREERERDIES T, R
HiEEErz 27 5.

B - MHRATRL

AR TR, BEENSRIG TR, 1T BB E 7 & 2P s R 2 K L <
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K95, REMRLERZIZIER CTH 508, PLPI kﬁ%&ET%ﬁ‘é%@%ﬂa)%a@Ki%ﬁ
PICix, BERT 5, MEEME - RITRICEE RO 2w, MR R TR, E8k
HE2EOHS L LEFIIRD 0, Hﬁ@_ﬁfﬁkii%& D myelin basic protein DfE D
IERHEE? S ERW ERTH 3 2 L23%\», WRT BRI CREINTH D, T2 A B
TRUEBEOOEORRFESE LU T BHEE T, KE-AEOa Y b7 2 FAWEER (B
HVIHET) LTwa 2 EPRBINTH S, —iNic, T2 MAHBDES TRIEF O
ARAE D SRR ICZ L CERPIR U TOENZ L v, T1 MHE R R, ©-o<
DELBEHLEZRD 20, KE - HEDaY 7 A BB, T AT, HFFE
7 KINZEfE 2 R 5 DA TEMIIN 2 BHRIT D 2w,
BT 2w
PLPI IR TEE, RER, BIETREKL ERL GERNERLT 5. 'PLPIBIETER
IFIZIEHEH (50—75%) DIEFITED S, Tk, EER PCR ECHIBIM FISH Hil &
CEDIEHD2EED PLPI DFEICK VHERTE S, 7, F/cmBHiE LT MLPA
( multiplex ligation-dependent probe amplification ) ¥ 7 L A CGH
(microarray-based comparative genomic hybridization) 7% ETHZWAIGETH 5.
2 & (15—25%) DEHETIX, PLPI ¥ Y37 a— FHEEBPR T 74 AMALO RE
Ricks, 73/ BEBAERPROHEENR VD, IR 7740y TREDRF V&
X’T,%l, BADDLVIEIREZESRD S, BROBICI, EEEERIIREE R L
ZHW5, PLPI BIETFEEDORREHTH S CBLT). RRIE EELOVWTNO G
TOHHRHE NS, PDEETE2WIE, ZROSHREZQEICES, Bhs2BamkzM
AEOE DNEND 5,

(2) Pelizaeus-Merzbacher 5 1

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

HRRIVIZIZ PMD & XIS D27 WIERZ BT 2 1 b 0020 55, PLPI R D RE
Z RO WIEF % PMLD & FECY, PMD & XA 5, i3k, PMD ZIRMI & L CTIRE I Nz
bDrEt, MEEETH S, EREERSEERLEEN2 & 52 —H DR TIX, gap
Junction protein C2 (GJC2) BIEFDOEENFETHY %, 4%k PMLDL &L,
B ARREIR & B AL

RPN I DIRIREZED, 1RENGESHFEER ISR O, Z D8 PMD & FARICHE
TREEIEIR, ZMIGREIR, “'%r“ AR DS & 2127 5. F 7z, BEMERGE RS T PR
HRHOIEREZ7A L, HEAMRI O T2 BHREERTIHEOVEEGES R EOMAZE
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T 5. TS DEEERPMER RIZ P SBT3, —)5T, 33 BOWEF DN 12
BICHMBITOHETH 2 LHESNTEY D L Y BRKESHKZEIRFCHS. Lo
L7036 20T 10 RENGEITRE D, 10 M E TIESKRSRT R RS . BT BB
DiFiEE L ZBEHORED H 5.
JR g ST

GJC2 BT (M4 Cx47 B B\ % GJA12) DEED 2004 FIHE S, EEEWIZDH
PMD & WZEBETHE I EBHO L ER DT ZO—JTT, GJC2ERED %\ PULD BE D
FET 06, TNUANDEBEEFOEELTRIN TS, (Je2 DERIF, 23—
FEEIBEA DAL S, FFa—Fox sy v 1 ERo7u€—9 —fEBIC b ERENPHRE X
NTw3DT?, BIEFigkiclk, BEERINREEZEZHCTERZBEHRTS. h
SDERZ, AVTFTrFuyvA b OMIEE LD gap junction ODREREZ A X 5 L
EZoNTW3 !, 70T —y —fHROERI, FRESEERIETSH 5.

(3) ZEEEE X O/DMKZER 2 £ 5 BT R A A
(Hypomyelination with atrophy of the basal ganglia and cerebellum;
HABC, HLD6, OMIM #612438)

BB

S RMED HEREARICMA T, RMEEY (BIRZHE, & & OgGRICHEE) DET
MEZ% 780 B, HABC 1%, 2002 R ICH 0 TREGIERE S 41, 2007 FFICREB& L L
THEL SN L WEETH S > 6 1ZL A EDIMEGIT, BALRIC X 2 HREHRE
HEETH 5.

HIZSTRIN

ATRITIERT 2 <, RIROFD B WEEAIZI S, RAEEIHRAE & L TIx, KRBT
% 3REE TIERT 5. 10 RANCFERIT 2R LEF OB TIHHTE2HERT 5.
ETFIRICIFIE > E D Lo, Mg ok, DA ZR L, sEERSEER (77 F—
¥, PR =7, [EiE) 3BT 2 DT H 5. BB, L) S EEZDS,
HAED S LOKFER EFSHBED I 2 =7 —> a VISHRLHIRH 5. FHES D
REG] C R RSO/ NIE, (KRB RZ2 A 5.

)

SHEEMRI TR EAED T2 MfARESZ 27 5. M HEES7Z1HEBEI SE S
ELTHIHEN200RETH 2. HEERIET L UNELRRZED 5. Kk L O
MHEBEICRD 2 T2 DEEZIIEHELIEESLL, S v DOiERE KT 5 /MK,
R RIS D ZEMEIEALDE L v, BUK - IREIRIZR 7N 2 BRI & <, P2STHEK
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T2, BREOIRAICENT 5.
JRFE IR

2013 I JRKEE T TUBB4A DAFIE S Nz 7. G S 7o X TOEEHIHY D249N D~
TUEADERIZLIEZODT, EFA 7D I RKRBZRE, TRTEALZRIZEISZDDTH
% . TUBB4A D BIZEHROABHEELGES A P =7 DIT4 OFREE L THsN T3
B3, DYT4 T3 BEEHERIE K P BE L 2 2 780 73 .

(4) 18q RENEMGRE

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

18q RIGREMEREIZ, 1 8 FHHEMERBIGEIRRIC & 2 Rtk BEIEREE T, KAHM
CHRDBILTFREENDE O, SRRBIERE E79. RMAEEBRASE X myelin
basic protein (MBP)BEFDRENRHETH 5 8,
(2 STXIN

BEEE (RFicEER), #EER, HERET, BHEHSEE, RIR, E5EETE,
A, NEEEE, BEEIEFEMEEK, CIFAZIRER, IRZESN, SO 074 & o%hk
BESRIERZ 295, AMPRIZRFTH S, 18q RKEMHOEBELAIIEL LT,
FEREERE W, IRIFERPIED HIF 5N 5,
BRAT R

ZHER MRI Tl T2 FAEGRICTRMEEO®EEST 2R 5. KiAE2EDEES»
SHBIEEDERES X TZDORERMNL TH 5. MERDREZ IR I NP9\, MIRR
HICEWT IeA REPEESLVEVDIMETHSLITLITRD 515, REHREEER
B, EFHREMIIIER & OWE2IH 5, BEEMESOGICBE L TEMESRH 76 %0,
B2 H

18q21—>qter DRPIIGEIR KDL 23% {, FEHID 3/4 13 de novo ZBF (FIFE R
EE) TH5, MICKBEEOMHELGETEEE, de novo BRPE, FIEMEDWELLZ £ O H
b5, TG oRELAERRERS KO FISHEZ AW 5, ERICEEE T 2 f Ak Em T
ARALIX 18q22—q23 & SN 5. RMHEREZZ 2§ 2AEFI T, FISH T T 18923 1ML
B2 MBPEGETD 1 av—RRZAET 5. BEHGERE MBPBET DN 7 r A&
IhDEIBLHEHINS,

(5) Allan-Herndon-Dudley JE{EHE
(Allan-Herndon-Dudley syndrome ; AHDS, OMIM#300523)
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pEE

XSG MERERR O 1 D Ch 2. BEOBMFZER, #BFEE, 77 —XYE
B, MR, BB Z EERE L, AR 6 RI BEIC X D BEH L OENH
ROHNBE. Xql3.2 WCHFEET S solute carrier family 16, member 2 (SLCIGAZ;
monocarboxylic acid transporter 8 (MCT8) )BT DEEIC X Z2HRIER L E LV DJE
R DOBEENRE EZEZ ST ° W4E, PLPI % EQBEMEEREFEEZRD 20
Pelizaeus-Merzbacher J§EE D 1 F2S SLC1642 (MCTS) DERZH T 5 2 L HE X
nr o
HE RS IR

VbW B REREME X ESEE I REER R 908, BIAWERDARS P 7 LAERT, &
BEREGICBWTE, FLWEEER, RIR, YA =7, BEEENRELZ R L, EEhe
BREOFEBEN 2T, BIEGNIIBEIC O I DD S, HERET 2 6 RE I
M PRELPRE S S, RIST, BEESD), HEHREREZR T, FRERLVE VDS
DN WHEREICRE X2 (, NEFE 2 AL 2w, BB s v,
BRAL - Wi EL

HURBR A VB v O BE LRI 2 EG AT B2 R . BFURER A VT v B ¢l T4 K 4E,
T3 EfEZ R L, TSHIZIEEED EREZRT 2 &% v, HE MRI BE Tz &
AMEBEBRONBWI LS H B, REIKEEME, H50vi3 12 BFHEGTOUE
MEES 7% & OBRIHERIER DT Rz 8§, SCRRAYICBEMERESOG O 12 2028, Jflk
HRICBIEEEREMET T2 LI T3,
Rl

SLC16A2 (MCT8) DA E % GETLTIRE 72 ECHET 5. SLCI6A2 & X ik q13. 2 1
PEEL, 12 EEHEF XA V2RO F 87 %2a—FLTws, SLC16A2 (MCT8) i FIR
B E Y DRI > T3 EEAGNTRD, oty ALEADI Aty
AEERPREINTED, BRICLHOEEENSRLR S, SLC1642 (MCTS) FAIEDIRFEIC X
2EREOMEDH B, LUTOXI) RIERERTEES, SLC1642 MCT)ER%ZEEH. O
S ANEB) FEEN 2 9 X E SR M R, @EGE MRT MR R R E 2 O
%, QHRIEFRIVE VEE T T4 (K, T3 B, TSHIZIEFED ER%ZRT.

(6) HSP60 chaperon ¥
(Mitochondrial Hsp60 chaperonopathy ; MitCHAP60, HLD4, OMIM #612233)
PEREE
Shav Y7y vy U= Hspb0 EHEDREIC X 2 RERMEEERARLET
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H 5., JRRBLETIE 2933, 1 IZHLE T % Hsp60 3EIE T (ISPDI) T, HHEESIEELBE R
Zlh, INFTICHRESINDR, MBRHBBZBEIRELIZA AT ZVDORFKRDAT
b5
HEYZSTTRIN

FEFEZD 10 BOREGIHEIC L 5 L, EEE~3 HH L VHBRET, BIR, B
EEIFGEERICRMA PN S, BEERRME, #EER, BT2A5, TAPADEHIZKN
FHIcRoND, BEFARICIZKEBEFARL S CICREREEZ 22, 20 RE TICHET
PEIER R KA DZERIEIC X DI T BREGIB S, HER 1 -2 £ THET 5 EE
BldH s, 2EY LEFL ZEBER, ETEO B ORERE &L WiEE R0 5. KIEN -
RIEHTORHFIMOZRZRD 5,
BT R

MRI CKME L MKMAEIC T2 BFAEHR cRBRICEESZEL, Mtz
D, MROFEE & MEIR, B L DNMOZEE DR 2. BEENEERG T T
DIEIEE 11 WLIEDHERZ A5,
METRE

HSPDI @ DNA $EHEELFIRERIZ L 5. EFRDOZKRTIE D296 BED K EEAGHCHIE
L, "7 aBAEEORRAEFIIERTH S, INETIIALTOWME LR\, HSPDI D
DRI, HROBEEERER % & 2R FRE 13 B (SPG13; OMIM#605280) O J5 K]
Eir B,

(7) Salla¥i

(Salla disease ; SD, OMIM#604369)
B

, WHREASEEEERXZ LD, VYV LD TIVBEBRZRFHB LT 5.

MRI AT R b, BRERBMEEERASEICHET 2 VEREHEREZET 5. FRER
?@JMNM@E?(%MﬂM)T@éﬁﬁ@ﬁ%%%ﬁi%iﬁmﬁbﬁﬂmmm
storage disorder (ISSD, OMIM#269920) IFLEHHICEMAYTH 523, SD IFFLIRHAIC
ET 205ET IR TH D, BERLWLRARLEINS,
Y7 STRIN

% DFEFNE 7 4 5> F (Salla Hi7) IR L T 5%, FEEH, HERT, &
HREAE, EHRHE, RBIR, HiRRET, B, TALALEZET S,
B R

JReplEEES 7 )VEE (N-acethylneuraminic acid ; NANA) DMEMASZWIICEHTH 5.
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AU IR NANA D ¥ENN % R WEEG] b FAE S 2 53, B H D NANA 134 C OREHICHE N
%, MRI ClE T2 RFAWEE THE DJLA#H 7 EE5 (hypomyelinating pattern) % F80,
PMD & 3T % . MRS #REL Tl N-acetylaspartate (NAA) DEEZ 2T % 4%, Z 41l NANA
ENAA X 1.5 T AT MREBTIREAITERWADTHH, EBRICIE NANA DI % KKt
LTED, ZHICERATSH 5. REMREERE I ERCERT T 55, HIEFERE
iz, BEMERERSIGEFERTH 5.
Bl T2

SD 1%, SLCI17A5 85T D R39C DAREERFEIC L 2MEFINNZEAETH Y, KFETD
TEBHIIME I N TR, WTE, 74 v 7Y FATRWEZZINTWS R39C DERDS
b DED SD DRERBLEFERBHS IR > TS, BESLCITAS DT VY 2 ViB/
TANRTIEVEBE 7V R =% —HERERE I X 5 MR EERE I ABIRZE O THRE &
HEN3, INFTIRALTOHRSEIF 2\,

(8) /NZEM & MBI & f 5 B RM B ERRARE

(Diffuse cerebral hypomyelination with cerebellar atrophy and
hypoplasia of the corpus callosum ;s HCAHC)
BEBE «

2009 KT S IRE S N F L WEREBLE ¥ BREASZEEBEEAE &£ 5. P
PHRER DBEBZ AN 2, /NIMZENE & R ETZE 2 9 . RINEEE DZEE 35RO
AN
[FHZSTRIS

INETHRE SNIEMIT TS I~3RMNICHZBTZEGEL Tw 528, 10U
A O HRAIETT T 2 TR, IR, BIRSEE, HARIERZEY, BE,P S PEED
BESEZERZ R L TC0ws, 77 P —¥Z2R0 5035w, PAM=T7T2E7 5
BIDHFHET .

B AL

R EHE, RAFHFHEES, FEENSORIERCTH 5, MRIFTRIE,
T2BEFLT 1 COREH 5 VIZRERERES 2 2. MRER &AM (Z LICE)
FEii 2 9 MR D R WRINZENE D, IR RT3 S IRHNICI3BIE I NS,
Bin T2k

POLR3A (10922.3) & % \»i% POLR3B (12q23.3) EETICERZAD 2 ®. £ HIT RNA
RURXZ7—% Il HEFZERT 2EHEZ 2 — F§ 5. FROESEEREA T &
% . DNA HEEEEEAIREIC L D Wi 21T .
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(9) Xofh, FTEFAERER

52 B 5 PR K O AR o Se R PERER T A 4

(1) EXREBNEZMES WHERASE

(Hypomyelination and congenital cataract ; HCC, HLD5, OMIM#610532)
e R

KMEAEERAE L HNEZ AT 2 1EBRBEME LT, 2006 FIcHo THES N
TR BRI & 2 L WERERMBEVEARETH 5, WP T, &
NETI0HORENRDHHDATH 5,

HZRTRIN

é%IﬁH%ﬁKEWW:ﬁd#h,*@ FEATIERR D B 1L 028, 1 B E I8
TBRERTH DI L LD FEBERICRIPNS 2IREE CIHSTEEET 2,
M HBTICIEES v, BIIOBRITL, 9/10 FITRAE CIcBT2HEEAT 2, 2fic
HER D D D, FRIKEEREETH 2 DK IFET L Tw 3 2 LR TH 5.
9/10 HIC/MRERZRDTE D, £/, REMEER & UTEHIET & TR O
EERD TS, RIMEEER (PAM=7, 77 F—=€7%E) 20 TIEERELS
2, REHEEERIIRED S PEE T, BT RADAD T A 2HITR
W5,
BT R

9/10 FICTRMHBREEEREDK T 2RO, FHUMRERTIIEHREORD L, &
B, BEHPEAEBIRDoNTwAE, £, MRIFFRIZ, CEET2EE5 LTI
TOFR%ED 2 WITREGSESTZ2 272, —HMERHIC T2 0VWEES, TI DEES
FHERD, CO L) RN TIEHBEDOKGEEVEARL TOSAREIRINTHS
BIR 2

P BB R K& AR 7 FAMI264 (DRCTNNB1A) (7pl5.3) @ DNA SEEEELFIRERIC & Hh EE%
FET 5. FAMI26AZB AT = int 7 FNVCEBEL, 2V ITFv FayA boy
E~DEEIRBINTV S,

(2) KRR, WFIEERZ O BB RAS2E
(Ataxia, delayed dentition, and hypomyelination ; ADDH, HLD7, OMIM 612440)

PR EBLE
ETIED KRR, Z8H - Ri7% ORI ERK 2 B L T3 RIMBEREARETSH 5
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ORER, SRR o /NI RH O R IE 2 IETIETH 5. BE F CMEERIEL
2320 KBRS TOMBEETH 2, FEELEFIZRAETH 2. 13LAEVIRFEGT
H 50, MEBEFRZRTORBEAELEG DD, BREFRHER L OERAFREEEDRE
THOFEELH D, BENEEEIEZ SN D, 30, BHER, TEMMEFF
FPEEUEERRRBET 2 E A0 T2 2 L0 b 5.

HEYZSNRIN

AR ORFEIZIERE 5 L03% », Lo L, MASSERR & EEIFREOENIH
SO K I D, HIRBIEREFEGTH 10 RETEF CIIDEBRFANHILO L H 1Tk
D, FERDIEIZDERICIZ PR T LTRSS D 5. HEAEBIEROH ITES 2 & I’
5, Z - Rie EDRFEIHL (FEICURBKE) B RM» o KI5, 30
I, ERIRET, REBEELZEOHI I 055, TEREMEK TS F o v r kR
BEREARIC K 2 “RIEEZ RO LWl b H 505, T ONDIMARNREARE T T %
R Cdh 20005, HEEGIOEMOBOIBREVRLEDITIZ- EF D Ly, HHFEL,
IEH 2 & ARG TNERS £ TR D 5. PRICE L TUXEMNB LD R W7z 0 RHTH 5.,
B R

BHES MRI 12°C, T2 HMIHEER CORMAED N ALERE SIS X 2 BEHEER & /MK
DEHEZBRDOL. MBREIFEHELT 2. RS ToZHbEAT, RKAZEICIBT 3
myo—inositol D _FH &, NAA B X U choline DR T 2R & 3 5. tHFEHKIZ, %/
72U O REEHERT 5.

Bis T2

POLR3A (10q22. 3) & % \>I& POLR3B (12q23.3) BIETICERZFED 2 1617 £ %12 RNA
RYRX7—CEAEEZEKT 2EHELZ 32— N7 5. FRaESEEEBEREZ & 5. DNA
EHEEIIREIZ L D ZW2T).

(3) WBERIRMHRELR, TRMEBEWPRAEE, Vaardenburg JEREE,
Hirschsprung J&

(Peripheral demyelinating neuropathy, central dysmyelinating leukodystrophy,
Waardenburg syndrome, and Hirschsprung disease ;s PCWH, OMIM#609136)
P

FYaFrriadAd rOFERFEICMA, Schwann fild, X5 /%A, BESL VT
U 7 il SR R ME O R AERE 2R L T AMERETDH 2 B BRKIICIE,
PR AR D BRI A RIS A, AR TR 2 —u 5 —-2EL, &5
IZ Waardenburg FEMERE, Hirschsprung JBZ &b 4EERZ AT 5. BEREGRT
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I S0X10 T, WREHRERBEHEREZ L2208, £ FERALRITLZMAEGTH B ©.
7 STRIN
% { DFERICTHATERIC Hirschsprung FRICKT 2 ABHOIEBE 2 BT 5. MifERIC

DL, B\ESITIE, EERX DR - PR E S ICHEHERBIZEAERSNT, B
MR OiRE% & 5. hEEOER X, BESFEER & EBR, P ioElE
PURREZ B9 5 & & bic, M= 2 —uF—2 G075, BEYCILRE O EE)
FEEEETR: EBETL = 2 — % F — % B % Waardenburg iEREREIZEY L TIILEPEE,
REFEOWaN R AaE L BRETRERE 27 5,
BEN R

SHR MRI Cld, T2 MFAEERIC T4 2BETAMAE O N BEEEE 2@ 5 ¥ &
FEGCIE B ORA I & 2 M/, KINBEOZE 2RO 5, —7, BIEST
EINERFOEOBEMARES 2RO 5. KEMEEEREDOERT biks LRE TR
%,
Bis T2

1Z LA EOERNZ, RIEDEET S0X10 D a— FHEEBOSERIZE 5 DT, DNAFRE
AR EFRIC L DT 2, ZCIFBIRICHAOERLE LTRI %, sox10z&ter /
LFEBDORREDBED D 5.,

(4) 2of, SERERERE
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BEMLERE - f=1E
BigERT Rl

B BIECILEBAD

DMEWREERT R HY

ERMEBERATEIE l

ZTDMOBEREE

ALD., MLD, 75 yNJ&,

4) 18g-syndrome
5) AHDS

6) MitCHAP-60
7) Salla¥®
8)HCAHC

MR ER DF AR FLIG S R
(SR RS ENEY
|
AR R A E SR - PR AR
ti3=2 MEBITEE

B FEo®

1) PMD 1) HCC

2) PMDL1 2) ADDH

3) HABC 3) PCWH

1 BRERMEEEEASIREDBE OO D70 —F v — T,
ERIRAT B & A7 e RIERIM VB TR A SIE D 3, RMMERE ORI LD, 81

FELE2HICOEINS,
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B8 BETFREO7ILIVAL

| REEOER. RHEOU . REEH. REOER
o< 114 %U sh. 7&
ZHEFN ZEAREE 18g-del
%L
BELL
7 B2y
) AR g 2%, Anps
l?ﬁ?@b
T8 EEHY
PLP1M#RHT PMD
BEEiL
GJC2MfEHT ERHY > PMLD
BEAL, Brét
HEEMPIO/DMIKOESRE » HABC
IIN 0D SR SN R AR S AR HCAHC
fRep (CSFeR) W5BfS 7 ILEE & SD
RREE. FED AE MITOCHAP60

BEOFETIERENRBGPLPT, GJC2ER

F28 HEEFIHOTILIIVX LA

HAE * HCC
B8 PR 2 AR .
REEE ADDH

T— T N— 5 R

EILaRT IV TR PCWH

2 SERMERMEAEERASIEDBLEFZH D007 )ILT Y X,
B PEROBEFEH 7L ITY AL, A EB2HEROBETZH T LTY XL,



I iRFERREE (P 22 & 2 HEE)
HRERMABEASECIE, BED L 2 ARKNRIBEN 720 . FIERICRE
L7Z2BEZITI .

(1) g ERH
MEEIOEFREZME) 206, LD REROGEVIIEMRER & AKOREE 2%
22 EDEBRNTH D, RMEFTH 20 IFBWETo Rl LD, BRE L VY —DHED
UNEY T = a yBEANT 2, BEENESRCSRE Th 2 -0, HREE LHE
ENBHEDD B, BEENCEF IR R, SHEERF cESINEE, Rl
MWEERHE LD OZAMSEHMIE X > T 5, MIERRE & DB VI, FHERITOM
MERRBLEL D BIE->ED LENDHTH S,

(2) ThAhA
HRERMAEEEASIEDEED I B, ENFEEDEEICTADLAZRD BPID0
T, FEH A X R 0Ds, 1020%BELFEI NG, BERIE—RNENEDOTA
DA DIBEIEICE D CFEIED I A 7 K ) B FEITIZ AN N LYV (5-15 mg/kg,
20) 2 —BEINE LB RERE L LTI IE MY PV PE T2 — b (4-10 mg/ke, 2X).
V= S R (4-10 mg/kg, 2X). N0 7 028 (15-40 mg/kg, 3X). 7 @ 3% A4 (0. 2—-1 mg/kg,
XV HFEDRYY YT EE VRIUEHEREE H 5, SRFEEICITEBIRE e 7ok,
7x /) NVESY =) (2-5 mg/kg, 1-2X) Z v, BIIGEFEERL LTEIE YDV
FES2—F, VoHIF, 70" FLEDOXRy YO 7YV RPUREHEE v 3,
(3) YA b=7T
EHEDOPA =T IEL TR ZRY Y'Y (S4F—) (1-4mg/kg, 3X), ¥ T7TEAL
(0.1-0. 3mg/kg, 1-3X), NX7ua7 x> (VALY —)) (0.1-0.3-0. 6mg/kg, 1-3X), ¥
yravyF UL (YT L) (0.5mg/kg-3mg/ke, 2-3X), ¥H =P (T
%Y ) (0.05-0.1-0. 16mg/kg, 1-3X)% &7 = /7L EF — )L (2-5 mg/kg, 1-2X) % Fl
W3, BFEOY A P =7k, RV U XAFEEA-30/Ke) 2AVE (A3 7 BE),
(4) BB ORMEBLHA
KB HIEE « R - IBALICR DR T VDIt B 2 5, SMEM IR RS ERE & 2
256035 5, REGTIXEBAR L BEHTER - Wiz 8 k),

(5) HPREE - - EREE
WESEHIASEREBE A 2 D 7z 0 1c, BREEEMZ 2R LT v, FEOEBEDHEE L WEESI T,
TEED 2 VITEE» S ORBERGETON S, HIRELED DI, HREEWRZ
JEFCIk, BRI E AT 5,

(6) Bizshorreyrr
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