FE
FaRMERMEHERASENZRD £ &

NI AT
FoRVERM HE A RIE DM & iak

AR ]
FeRMERI A ERASIEDBEE A VY w2 v

PSR —

BIRASHE T 7V < 7 2R ot

HOEET
FeRMERM A EERASIETRARM - —DhE

liENzES
HIALEFE DB T2 W

R HIE

1 CREELIEDOBIFEEILIZ DT

2 NRIBMELIERE U RYE - AR EIZ O T

3 SEOHRAREIF—IZHONT

4 Tt

40



EHHL 2

H5 M RAHE S F—DEHLHE

%%ﬁkwgﬁﬁm$§ﬁ@\Nuvxvx-waAwA—ﬁ@awﬁﬁﬁaigmﬁgﬁﬁom
HBEBRERTY, bBHHOEIF—ER25OE. BShENME UTEE B8XEAHMZ L., iPad
BEEANWTENNEHBICEZEEHEDES UL TVWBEEDFTEICOVWTEWVET, ENCRES
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FaRTER HETE A SIE DB Wi HE 1 & G da#
CPI% 2 54F 1 2 AT

JRAETHIRI A ITFE R i (HRRTER BT IR 7S 2E)
TRRMERHEIERASEDOZ N & a2 HiE L =098, 9T Wk
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Fe RVERIM VBB IRA ERE D2 Wi LHE - IRWREH
(PR 2 541 2 HMED)
I ZhiitiE

W

1. BRERBMBERRAESEDOER L REBSTE
B A2 13 U o & % ik fiee R O HE OBIHE RASEIR M RIRIC & b B RA
5ea (EIERR) ZsBnt

FERPERM B E T ARAE 13, B OB 0 PR LIS E R R F /e E OBEN 2 2
ENREATE Z 5, PRHER OB LOIL#H» OFZEHRETH 2 WIHEIL 2R E T
LIEEEETH 5. BHIEF TIT Pelizacus—Merzbacher i (PMD) 13U &, 1 1EEHM
SNTWw3 (R 1), BBEERES X OREMEP S ERE I ) RV AEHES
I X BEBIERA SN S,

2. XBLTRDDONHBRERI X OKRER R

FBRERMAEERA SR CRD o NBMNARRE LT, MFD2808565, (1)
SEARBERRE ¢ RRIEMU (TR JFRE,

(2) MRI E&FT A : T2 mFHGC, BEICEBEDEESHE. B0 &Lkt

7, WHEFTRELT, UMTO6m»PE TN %,

(1) R
(2) MG ES)TsEEN
(3) /DEGRESE © A5 - RO KFRER, SRR, ANRIICITEERS, 2fEeE,

RHRSER E

(4) REGEEZEE : EifEF YA M=7
(5) TADA
(6) EXEHEANRENA  FHREMCEPREEREZRT,

NS DEEKIERORE E LT, SEERBREEL, HDRICIHMEERD Z E8% 0D,
ETH OB SDITE L, Babinski KFFOWRINKE »EE L, RECEEME (F
) BB E 29 %, HETDH 2 I3 BHIELRE M R 0 R 2 b DEHEG] O FEIE DA
ENTED, TEREIIFRIERD Z E03h 5, BHEESHFEBERIXIZ LA EDEFT
Aoz, —MRINEERED, MWEEL D LEETHY, SHEMNVPRSERE
Si7% bR S . NKEEEELRE, ROBE ISR 5. R - MO KR, SNIR
B, ANRENCIIHERS, BHEE, FHESEL RO 6N LD 5. EiEP
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VAT EORBEEZIERIZ, BRI b o THERETIESZ ., AERE
WXk, REERELTDOTADPAZENH TSI LS H 5, SHANRE T, FEIMEK
BB HREREFEAEN, AREFAREMN TIPS EEREZ RS, £/, REME
REHEED 2 CIFHBERATRIC X D KEAREE 2D 25613 TH, LVIEAIE 1T
AT %, M TIE, MRI BESR2MNICER» OMETH 5. T2 HWHFHEE T,
HEICOEARDOEESHEEZRD 5. CT BTk, HEORFENEZET 2 Z L1
203, ZWor ARy, IE - £{EAT R ¢, Allan-Herndon-Dudley fEMZEHE
(AHDS) ZBRE, RFEALHTRIZ 2,

3. BrAZWHO-DO 7T —Fr—F (K1)

9 MRI AT & D, T2 MEAES CORESHIER OBHLOEIE - {21175 D 2 Bk
HOPEHESPICT S, BEOMBGEL L, FEM LoBErE»CERE L,
GEIEDHEL2EE T 2. REEMEE T, T2 BHAEGRTELVWEREREZET 2500
ERDDL I EDL L, MEMIE T EMEAEGCIHMMEEEET A I LD 5. HlHlGE
SEDHIBIZ X, IEH/NEOBERL Y —v 2M 2 2 EBRETH S, D TRHERE
BRERIE 2 S0 X ORI REE D W (1 #f) LRMMREEZ AT 28 (2
B KKAlT 2, EFICEINIEBEIR]LICRT,

RIGEBZN B2 SFICENZH 2 ED 2 (K2), RIERBOEE, kg otk
A, FEEE, IRIROGHELZ EOBEKBHRIEERTH 2. FlEHc>wTlE, 7, %
FAG &) BEIE, 18q REEMIEEZFE, REKREED 5L 18q 7T X7
FISH %479, BIRCHRIMEBEN 2RO 25X AHDS 25EH. o DEFEDI
BRERMAEERASED B IROHEE, ROEEDOE PD %5\, PLPI EET
BEDOHEREZIT). PLPI DBREVPRD 5N WEIR, 25 WIdZ ROREH T, PMLDL
ZEEV GJC2 BIBTOEFEEZHMERT L., o TREVIRD SNEVEEIE, Salla W
(SD), Hsp60 chaperon ¥ (MitCHAP60), HEEEREZE X X/NMZEHE= fE ) BEEHTZ A 2
fiE (HABC), /INIMZE & BRI & £ 9 ONEMERIN BT A40E (HCAHC) o FIAgtE:
ZEED . SD TR D % IR P OUERES 7 VRO E{E, HABC Cld RIMEEAL /)N
D ZEHE, HCAHC CIERMMILIRIZZEME % R b 2o Vo /ANMZENE & INPETE R CH 5.
—HC, PLPIBETFOENEES PLPI % 6JC2 OFFREESOERLR L, —B7E
BN BT DR 2 2RI L 2 PMD H 2\ i PULDL OTFJREME D HEE T 5.

E2RHCOWTIE, WET 2EROREL &, HERWAS ICEN VTR Th 5. AN
b2 £ 9 B A XS R B B 2 A1 5 BEETZ R 2IE (HCC), B (BT R R IR A3
RO L NAUEERH, WAEER Z F ) BEETZ A 2GE (ADDH), Waadenburg JEMERES
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Hirschsprung # % 58 ® % & & 10 13 B BE AL R ke 28, v A1k B 8 T2 RS 2,
Waadenburg JEMEEE, Hirschsprung i (PCWH) & EzZ o3, 728, PLPIELRTHEERE
RAERIZ L S PMD BEIE, REHREEZELZET 3,

AOGEHREDOCTNOEBIZOZYL L WIEFIN o THEETEI LS, £
BB PHEZL SN TR WIRRERMBEEERARIER D 5 LEZ o5,

4. BERBOBE
&5 1EE ; E & U TR D S R PRSI R A i

(1) Pelizaeus—Merzbacher Ji

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

X EHEHES BB 2 & 5 hiR R OMHERASIETH 5720, BEIFHNz
frEBROATH 5. MEREERICIE, PRMRERAEOMEINEE - H 5 v IFHRE
WCART T 508, fRElias & ORI RE S0, Ao aBisEERlzEod, HFEL
ToBEEEDSPEIR D tigroid DBEZET 5 L 2/FBE T4, BEZENICIE, Turd VY
F7a7F A4 1 (proteolipid protein 1; PLPI) EIRFOREINZ DREDEXK B
HTdHs .
HHZSTRIN

AEEPHELSD 1 AHBREE TRIRIRTR DN S 2 L%, KFERIRIRTH 5
%, REBIEOETIREZEY 56 56035 5., B8>S FFEEE E TIRHRERK
ToERE 2T 208, RIRKHDOHKRIVEN, Babinski RAHIFEZBR THHET
DY, PHRTUREKHOILESHS 2T ) =R 2 —0 v OEEZRY, DREEIR & L
TORMREZ 1 BETICE, EEFRCBETLILHoLTHE I L%\, £, 2
JRENZIE T T F —EROBEBALAFHEIL T 5, 2o L) it o, EH), &
BflHR, RIEEZ O TN TORERIMHER G THIT 2 DN OREORE TH 593,
BERIRIZEZ72 % 20, BEEHEISED L /NBIER b /RO T, FRIBCREL
ElfEz D OMMERE E L CRB SN Tw a0 %\, %7z, F450RYOEBFAYFED
EHT, FEHUECY- ) LRITT 5, XEEERENREORTZ 5L
b5, WE 10~20 mAZBE 5 LIERDBRITHHE D, FHIFHMIT 30 MATERTH 5.
FERDIBT LT LT, BB LOMENEZFD 5. PLPI FERERRZRDIES TIX, R
HHREEE 2z 29 5.
B - mRAT A

AT R T, BEERERIETIE, 1T MBS E 7 & PG E R 2 Kk L CTE
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KT 5., KMHREEEEIZERTH B, PLPI RIH EHEETRAR OERIC X 20
BlCix, BERT T2, MEAME - RITRICEEZRD 2w, ERMA Tk, B L
FArEOHLLREEIIRO L, BHEREIZEZD nyelin basic protein DfE
EHEFD 5 IEH ERTH 2 2 & 23% v, MR B IR CTRETH D, T2 WG
TRUCEBEOHEDOERES® LU TL M#FAEG T, KE-BHD2 Y 7 X FHNHEE (b
%wiﬁT)LTm5:kﬁ%&%f%% — RIS, T2 BIFBRDOEZ TRIEEDOH
BRI LD SBEILICZ L CERMPEL CHEMZ L, T1 il I, wol
DE LB LERD 228, BE - HEDaY 7 A FEW, T RETE, JERE
72 RENZEAE % 5D 5 D A TRWIN 2 ERIE A 20,
B T2
PLP1 B FEE, HER, BEFREL EWLBERVPEET 5. 'PLPI BEFER
R (50—75%) DIEFITED B, ik, TR PCR ELRIMIRE FISH k7 &
WK DIEHD 258D PLPI DFRICK DMERTE S, F7z, Fl-LEdfie LT MLPA
( multiplex 1ligation—dependent probe amplification ) ¥ 7 L A CGH
(microarray-based comparative genomic hybridization) 7% ETHZWIAIEETH 5.
2EIFI% (15—25%) DEE T, PLPI ¥ 87 a— FHEBRP X 75 4 AL D HE
RICE D, 7T BEHRAZEPREOHEENE Y, AT I4 v TRER TV
VAR, HADHDLVIEIRERELRD L. BROMHICIE, EEERERIIREERLE
m=HVw3, PLP1 BETFERDORRIEIFTmETH L 2%DMT). REEZELZDOVTNDOHIE
THEHIN G, PDERETFEWIE, EROSKEXXIFICES, B2 i3REAEEZM
AEDOE L NENDH 3.

(2) Pelizaeus-Merzbacher FRJi§ 1

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

HRRAYIZIZ PMD & XIS D e WEERZ B9 510 b h b 59, PLPI IR DRE
ZER i\ WAERIZ PMLD & WECY, PMD & XHIE 5. i€k, PMD ZCIEHIE L THGE S Nl
tbozeal., MARETH 2, HREOFHEEREBIERAZ L 2 —HDMEH TIX, gap
Jjunction protein C2 (GJC2) BIETFOEEMRETHH %, 4% PMLD1 EFEE,
IRAHETR & BRADT B

AREI L D IRIRZE D, 1 RENGEBFEEERICKO»N, Z 0% PUD & FARICH

RESRER, ANBOREIR, j(ﬂw%f" HIERDIH S 2272 5. £ 72, BEVERE UG CIEHP R
B OERZ AL, SIS MRT O T2 BIABEE TIHAEO VBERES R EOMRZE

46



T3, 0o OEEKRERPHEER BRI P ICHERIT 3, —HT, 33F0WMERDN 12
BICHEHMSITVHETH 2 ERESNTEH P L RKEEHKZIRIFTH S, L
L7228 0 2T 10 RENGBITIRE D, 10 ME TICESKRSHT%2 K9 . BETEMRE
DiEE T L HBIEFIOHRE D D 5.
JRREIR T

GJC2 BIET (% Cx47 B %\ 1% GJA12) DEEDS 2004 FEITHRE I N, BEEFEWITD
PMD LIZERETH D ZLPHALNLE RS ZDO—TT, GJC2ERD %\ PULD BH b
FETHIEDS, TNHUNADBBETFOEESTRBINT VDS, (JC2 DERIX, a—
FEBADOAL ST, JEa—Foxryr 1 RO 70 t— —fEEIC S BRIHE X
NTWw3DT? BEFZHTE, BEIIREEREZ2MAVWTERZBET S, h
COZERIZ, AVITFYFayA FOMIEE LD gap junction DIKREZ BRI H 3 &
EZIoNTWw3 Y 7RE—F —fHEOERL, HRESHENERETH 5.

(3) FEEE &k ODIZE 2 FF ) BEFTERA 20E

(Hypomyelination with atrophy of the basal ganglia and cerebellunm ;
HABC, HLD6, OMIM #612438)
P

S REDHEREARICMAT, KNEEZ (BREZHE, B X OPGRICEE) 0T
PEZ=HZ2 780 B8, HABC 1, 2002 FIF) 0 TIEGIFRE S 41, 2007 SFICRERI&Z L L
THESLSINTFHLWERTH S > ° 1ZLAEDMANIT, RAELRICL 2 HROHRE
MBI TH 5.

[ZSTRIN

ATRICIIETE 2, IRIROBD L WEEAIN S ., RIGHEIFERE & LT3, XRHT
Z 3EH E TICER T 5, 10 MENCFEERT 28 LB OB TR S T2HKT 5.
BRI &) Lwds, R4 IR, MKz R L, sEEMER (77 F—
¥, YA =7, EiE) PHBET 5 0B TH 5. BHIER R, hEE) S EEZ,
HED K LOEEAR LIEEEED I a =y —v a VSH RN D 5. HEuEl o
FEGCRGE R EERE SN EAE, BRERE A5,
BRET R

BHEMRI TROFAMD T2 BiHERES 22T 5. NBIMEESZVHRERIESET
ELTHIE SN 2DPRETH 5, HHARIMET L THMERRZED 5, KB LV
NMEEICFRD 5 T2 DEAEFIFRAIEETHL, S v DMRZ KB 5, /MK,
FrIC AR DZEMEELDE L v, BUR - AR N 2 3BGR I/ S <, PHITHEE
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5%, BIREOHRLZICENT 5.
J5 RS

2013 4RI JREAGRIR T TUBB4A SFIGE S 1Lt ' il S 7e § T OREBI DS D249N D~
THEGOERIZLZDDT, EFA 7D I RRERE, TRTRAEZRICELZHDTH
%. TUBB4A DEBIIHROMAEEERMES A b7 VT4 OERE L THLGNT WS
23, DYT4 T B RIEE P BEIE L 2 R D 721,

(4) 18q RKNEMRHE
(Chromosome 18q deletion syndrome ; 18qdel, OMIM#601808)
18q RARGEMEREE, 1 8 FHOMERBIIRIBRIIC & 2 Pk REEFER ©, REHH
WKEBOBBFPEENE7-0, SREOERZ 727, KIMABEEEASIEE nyelin
basic protein (MBP)EEBTDREMRETH 3 &,
[EZ S TR
BRREE (RICEER), FEER, BRRET, BiESES, RIR, 5080,
FWitA, ANEEE, BERIEFREERR, <JIZAZIRBK, RZEMS)N, o0k D%tk
RERFRERE BT 5. EGTRERETHS. 18¢ RIEMRBOEE L AIEL LT,
BEMERE Wi, REEEIERH T 6N,
B A
SEFE MRI Tl T2 MEHEBRIC TRIMAEDEFEE 2 R0 5. KIMHELEOERES»
SHEERDERFZTETZOREIIHRL TH 5. MEDOKEEZIZRFEI NPT, KK
BILBWT TgA REPHEESVEVFIMETSLIELIER® 55, REMPFEER
JE, R FEFABAIIIER &L OWED D 5. BEEMESOSIZEI L TIEHEV RS- 6 2w,
EiIn 2w
18q21—>qter DEWIIGHH R EDHED% {, FEFID 3/4 1% de novo BE (Fim& 224
EH) ThHs, MICKEEDMHAIEEE, de novo FREE, FKIEMED WAL % £ D EDS
b5, LWL GCOREREEEELS X O FISHEZH WS, ERICEIS T 3 b E T
EhLIE 18q22—q23 L N5, KIMAERE % 29 MW T, FISHMENTT 18923 1247
BT 5 MBPBIEFD 1 a—REZEAET 5, SELELIE MBPEETF DN 7B A2
E0BIZAEHEHEINS,

(5) Allan-Herndon-Dudley fEfEHRE
(Allan-Herndon-Dudley syndrome ; AHDS, OMIM#300523)
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PR

GBS MEREER O | D Th 3. BEEOKMREER, BEREE, 77 b—vH#
B, FIERIEZER, RRESRE 2 AR & U, SR & VR B IC & D $E (L 0B DS
BDOLND, Xql3.2 IZHFAET 5 solute carrier family 16, member 2 (SLCI64Z2;
monocarboxylic acid transporter 8 (MCT8)) B TFDEEIZ X 2 HIRIEFRILE VY DE
WEDORERFRR EEZ oNTWw5 °, EF, PLPI 2 EOBFIEETFREZZO RV
Pelizaeus-Merzbacher JEHEE DK 1 FlDS SLCI64A2 (MCTS) DERZHT 5 Z L NRE S
nr

[EYZSTTRIN

Wb W A EREE XGESERE M FEER 2R T, BIAWEROARS I LERT. &
BEFICE VT, FLWERE, Bk, YA b=7, @BAEESREZ TR L, E&P
SHEOKEERERT. BEIEBHEICOZEICHRD o N, HREET LS REIE
MR RRECE T EE, KFST, BERED), EEHREZRT. PRERVE VDA
DNTIMERREICRE 137 <, NIEFE R EIXAM L 2w, BIELHED sk,
B - s

FRIR ROV E v DR LRI 2 EGFT R 2 R 3, BRI SR VT VR T T4 K4E,
T3EMEZRL, TSHIZIEHED EREZRT 2 L23% v, BHER MRT B CIREIICIZIE &
AEBEBRONZ W ESH DD, KEICKESEMN, &50vid 12 MABEK TONE
MEEE & & ORI EIER DO Rz 78§, STV IC BRI SR D& 1 20 hs, K
MRRICB I 2 EEEEMET T2 L ENT05,
Bis T2

SLCI6A2 (MCTS) D& YGEIHIE R ECRET 5. SLC16A2 % X Bfaff q13.2 1
MEL, 12 HEE A Y22y 2% a—F LT3, SLCI6A2 (MCT8) IZHIR
AV E Y OERHEXRICEAD>TwEEEZLNTVE, UV ABRPI ALY
ALERPBEINTEDY, BRICKDEREENRL S, SLCI642 (MCTS) FIHDIRFEIC &
Z2LERGIORESH 2. DTD L) RfERERTEHA, SLC1642 MCTH ER%EZREH . O
BEBMEE)FEER 2 M0 XEBERIEN R, @UEES MRI E& TR R EE 2 2D
%, QHRIEFVE VEET T4 KME, T3 5fE, TSHIZIEHEED RRZRT,

(6) HSP60 chaperon Ji
(Mitochondrial Hsp60 chaperonopathy ; MitCHAP60, HLD4, OMIM #612233)
BEBE
SharyFU 7y vyRu= v Hspb0 EHEDREIC X 2 e RERMEEBRALET
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H %, JREELE T 2933. 1 ICHLE T % Hsp60 3Bn T (HSPDI) T, HHtA% 1B EER
ZED, INETICWE SN0, MBERIBEZHRDELIA XTI ZNVDORFRDAT
Ho
ST/

REISED 10 AOREGIFREIC L B &, EEH~3 A A LD HRRET, RIR,
HEFEER ICRA N 5, BEFELEN, BEER, BIT2425, TALADEHIZKN
FRIcR oS, BAFNRICLZREFTRLZ S NICRERELZ AL, 20 K E CICHET
PERfiZ P RN DZERILIC & DI T BREHI A%\, HAER 1 -2 FTHTT 2 EE
Blh b5, 2 FED AR L 2 BEE, ETHEOE DR ERE & G2 580 5. KEN -
KIEMCTORBEBDERZRD 2
BRI AL

MRI TR E X O/NMNMEEIC T2 mE&GR cOBEIcERFEEF2 2L, Wtz
Dz, MROIEE & EIAR, B & DMOZENE S R 2. FEEMERG TR T
DEIE E 11 PREDHRZ 5,

Bis 2k

HSPDI @ DNA HEERCHIREIEIC L 5, RELOFRFETIE D296 ZRD K EHESER CTHE
L, "7 REAROREERZIERTH 5. INE TICAIHTOME L%\, HSPDI O
fiDZERIL, HREAFRBIEEEEZ & 2 R FRE 13 1 (SPG13; OMIMI605280) D&
25,

(7) salla ¥

(Salla disease ; SD, OMIM#604369)
peELE

SD 1%, WHEAFZEERERZ LD, VYV - DY T VBEBLRHELE T3,
MRI At b, SRR EERASEICIET 2 VBHEOEREZ 2T 5. RKER
T3, SLCI7A5EIEF (6q14-qlb) TH 5. A UBEFERICKS infantile sialicacid
storage disorder (ISSD, OMIMH269920) (IFLIBHAICE MV TH % 2%, SD IFFLIEHHIZ 7
TET 5 0ETIFEIRTH D, BERLZ W LRAILLE IS,

7 STRIN

% DREBNE 7 4 v 5> F (Salla #hify) ICEREL T %, FoEER, FEBRT, &
FRFEEAR, EHRHE, BIR, HRERET, BE TAPALREZET S,
Bt R

RAEEEES 7 VB2 (N-acethylneuraminic acid ; NANA) OB ZWIcHHATSH 5.
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F AU PR NANA DI % R WREST S AR 9 5 03, B H D NANA 1342 T DRERI-CHEM
T 5. MRI Tl T2 MBS CHEDIA# 2 EES (hypomyelinating pattern) % 8,
PMD & WEfEl9 % . MRS HRE Tld N-acetylaspartate (NAA) DEfEZ 27 253, Z#1iZ NANA
ENAMIE 1.5 7 A7 MREBETIRRAITER WO TH D, FEERIZIE NANA OB % [k
LCED, BHNICENTH 2. REMEEEREIINERCTRT T 52, GRFEAE
7, BEMERESIGIGEEERTH 5.
Bin 2

SD i, SLCI7A5BIETF D R39C DAREREIC L BREMMIZEAETHD, KFTD
FEFNIZHE I N TR, FE, 747 Y FATRWEZIN T3 R39C DZEE DS
IZHAED D DFEFELRFERDHS Ik > T 3, ”f“;'%ﬂ; SLCITAS DTN 8 S 1B/
TANTX VY 7 v —8 —HEREREIC X 2 MR EEREIRMHEE O FIHEE L il
HEXN2, ZHETIIALTORE TR .

(8) /IMZEM & MBRIRTE K & £ 5 DB MR B E B B AR & 9E

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

2009 £EICAFD S IRB S 2B L WIREREE ». WRafsEEEERZ L 5. PX
MR DBEEERARITIN A, /DNZEHE & BRI 2 0 9 . RINFEEIRZ DZEE 137 0
AR
HZSTRIN

INETHESINIIER IZFND I~3RMNICBZRT2ER L Tw 52038, 10U
A BRLNETS 557K, IRE, RRIREEE, MERIERZFEO, BE» S hEED
BHEEHFERERZ TR L Cwd, 77 F—Y¥Z2@050d%n 0w, PAL=7%227 3
BIDBTFET 5.
BRAAT R

R E, HEFAEMN, FENSKSZIEETH 2. WRIFTRIE, @k
T2EEB LTI TORAEH S\ iﬁﬁmmﬁ%ﬂ IR & /AN (2 &I BE)
ZiEe AT, B O B WRIMZENE S, RN ZRT25580 S 2 HIC I BiE I 5,
BET2H

POLR3A (10q22.3) & % \>i% POLR3B (12q23.3) EETICEREZZD 2 . & HIT RNA
RYRXAT—X 11l BEKZERT 2EH0EH 22— F 7 5. BRAESEREELZ L
% . DNASEEEBLAIEIC K D 2217 ).

51



(9) ZToff, SEFELREKE

55 2 B 5 RahRE S K UORRIAIEE D Je KUEBERTIE A 4ohit

(1) REBRNEL S EEP RSN 2E

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

KIMHEREA S E ANELZ G072 1ERBHA E LT, 2006 FICHDTHRE SN
TEROEBSEREERE L 2L WERERMABEERASETH 2 . Wb, &
NETIOBDOMEDRDHLDATH 5,

[HEYZSTTRIN

48 1 2 ARMICHNBEICR D00, EEPEMEROREIZ RV, 1 FRE I8k
TOPREERTH L Z L LD FBERICKODPNS . 2RE L TICK/HST2EE T 20,
SRS HBATICIZE S 2\, BIBICEIT L, 9/10 BITHAZ CIRBIT2IHEET S, 2flT
SEARBEEED D 1, WA TH 2 DEFFIZET LT3 2 ERETH 5.
9/10 GIC/MERZ RO TE D, Fiz, RMEMER L UTHIET & THERAH O
EiFEERDO T3, RMEBRZER (PAM=7, 77 F—=¥%E) 2w TIdEEE
B, BMFEEERIEED o FEET, BET e ADADIT B NAIE 26T T
W5,
B AL

9/10 PITRMMBREEREDET Z2RY, KEMRERTIEMHREOR L, B
B b, BERERASBIREO SN TVE . F2, MRIFIREZ, CEBET2EEELETI
TO%H 2 WIIRESFEEZ 2T, —HNERFIC 12 DEVWEES, T1 OEES
HEHZRD, 2O X)) LRI TIIHEDKTERBERL TR AREEIR I N T3,
BT

2 BB R R 1 FAMI26A(DRCTNNB1A) (7pl5.3) @ DNA HEFEESIREEIC L h ER%
EET 2., FAMI26AVE B AT = int ¥ 7 FNVICESEL, 2 ITFY FaygA oy
DG RRIN TV S,

(2) &k, BHFEERZES BHERARASE
(Ataxia, delayed dentition, and hypomyelination ; ADDH, HLD7, OMIM 612440)

Bl
ETTEDKRE, ZH - R EOWFERILR 2R/ L § 5 RIMBEREARIETSH 2
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BOSE, SHIRED S /ANRIIREA TR IZ SMIETIETH 5. BIE $ THRESENIK
D320 RARS TOMBIEETH 2, REELETIZRFAETH 5. 12L& A EVIMHHIT
H 50, MEBERAZATORBEES H Y, BREFESES X OEREAFREEERF A
TNOWREMEDH D, BIENEEEIEZ ONE. 1Z2I, BHER, TEEEI TR
P U ERE T R e T2 28 b H 5.

M7 TR IN

AR OFKEIZERE 2 2 0% v, Lo L, MAERRD & EEFEDENDIH
SOk S G, SRR FES T D 10 RETE F CIIGEEIRFSHI D L ) gk
0, SERDSEIZOERICIZPREAR T LIRS 5, HEARER OB BIZES 2 L IcR
%A, ZbE - Rl EORFEIEER (FICUEIRE) ZHRA» S K[Ioh s, 130
i, BEBIRET, REBEL LA YI 0355, THEREMETF F o © o
FEREA I X 2 ZREBZZD L WHld H 523, T ONDWENREOAIEICLE T 5
R CH 2005, MEFEHOFMOBEOPREVZDIZIE->ED L\, HBHFEEL,
B2 6 R RREANER £ ClR23H 5. PRI L UHERAEDD 2 WD AHTH 5.,
BT R

SHES MRI 12°C, T2 MFAHEER TORMABEDO N F AMEGBEIC & 2 BER{EAK & /MK
DEMERD L, MBIXIFEHELT S, MBS TOZBOBEAT, KMAEICBIT 3
myo—inositol @ _FHE L, NAA B LU choline DIE T 25 L 3 5. s {EFRRIL, 28/
72w CUBRORIBEHERT 5.
BiEFZh

POLR3A (10922.3) & % \>i& POLR3B (12q23.3) BT ICE R %R
RY A —VPEAKRZIERT2EAEZ 2 — FT 5. BREad5
RSB L D 2WETS.

& A 1617 L 3T RNA
EBEEEA%E L 5. DNA

(3) BBERIRMMEER, TREBEBHM KA EE, VWaardenburg JE B A,
Hirschsprung &

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

FYVITFrat A FOFEERFICMZ, Schwann fifid, X5 /¥ A+, BES VS
U 7 liE s MR O ERTE 2 AR E TAMBRETH 5 B BWRIICIE,
PR R DBEHIE R A2 2, KRR CREMEE -2 —n F—28L, &5
IZ Waardenburg fiE{E#E, Hirschsprung W%z Ab¥ 7 4ERHELZ &0 5. KEERT
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1% S0X10 T, WHEHKBHEERBERE L 225, L BRRERICKZIMAEGITH S .
[{)ZSNRIN

% C DIEFICHIAERIC Hirschsprung JR IS 2 S BHVIGR € 29 5. #hEIERIC
DWLTIE, HEEM T, BEER X DKM - P b ICIERsIE LA RS NnT, B

WZHRE DRI Z & 5. FEEOERTIE, MESFEER & REE, HWERTRE
ﬂﬁ%ﬁ%z?%&k%ﬁ WABEI = 2 —a RN F —2 A0 2, BIEG] TR EE)
FEEN MBI — 2 —a XF—% 292 Waardenburg iEMEEEICE L TIRILESLEE
dr E DR i ORGP R U e

AT R
SHEE MRI T, T2 MEAEIERIC T4 2ERETRMAEO VEBTEES 23D 5 1 &
FEG Tl HE DA 2RI X 2 e/ i, KIMAEOZEMEZRD 5, —7F, BEHT

I EE OB e EE T 2R 5, RIEHR{REM F@ﬁ?%ﬁa&&ﬁfm
%,
R T2l

1E & A EDFERNZ, FEERT SoX10 D a— FHEEDOHERIZK 23 DT, DNAEE
BEFIREFRIC L DRI T2, £ IFBIRICHROZRL LRI %, sax10z&L7 7/
LD RRDHE S H 5.

(4) Zoft, FEREREE
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EHHL EFERAL )
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I iERRRE (PR 22 4F 2 HE)
SRR AVETEBRASRE Tld, BED & 2 AWK RIBEI L\ 72O, FIERIC R E
L7-BEZIT) .
(1) BHESREER
MEEIGEFREEZE) 2206, X VBEROFEVGINEMRER L ARORE 221
52 EEBENTD S, REFTD 2 VIEBHZ2ToREL D, BER Y ¥ —2Rbio
INEYT—varyBefAnd s, BENGRKIEPRETH 57010, ERE L HE
ENBHEAEDDH LD, BEENICEFEIRO R, SEHEA T cEEINLES. B
WEFEEN LD DZERESEEMNE I > T3, IMIERE L 0EVIE, FERTHM
MW LD B &) LHENDHTH B,
(2) TAD»A
TRUERMABEERADEDOERED I L, ENIEEDEIGICTA»AZRD 2 ICDO0
TIE, BRI ZAMEIZ R VDS, 10-20%RE LHEI NG, BEIEZ RGN EDOTA
DADIRFIEICHED S RIED F A TS X B FAFITIE AN N2 ¥ (5-15 mg/ke,
2X) BEE—EIRE L BB IGEINEE L UEZ7Ee MY Py P ET2— b 4-10mg/ke, 2X),
V=Y 3 F(4-10mg/kg, 2X), N0 70 (15-40 mg/kg, 3X). 7 B 8 4 (0. 2-1 mg/ke,
2HEDORY YT REVRPUEREEE 3, SEFBEICIIEEIRE D 7ok,
72/ NVEY =)L (2-5 mg/ke, 1-2X) MV, BIREREE L TRIE NI DV,
FEI2—F, VY I P, 70"FLEORY YT EE Y RFULEEL Hv 25,
(3) YR b+=7T
BHEEDOP AL ZTICHL TEZRY Y'Y (S4F—1) (1-4mg/kg, 3X), ¥ TEA
(0.1-0. 3mg/kg, 1-3X), NZ7u 7=z (VA L¥—)b) (0.1-0.3-0. 6mg/kg, 1-3X), %
yrtavbyFbruoas (¥ U7 L) (0.5mg/ke-3me/kg, 2-3K). PY =P (T
%1 ) (0.05-0.1-0. 15mg/kg, 1-3X) 2 &7 = / N)VEF —)L (2-5 mg/kg, 1-2X) %
W5, BFFEOY A =7 Tld, AV Y XAFEEA-3U/Ke) ZHV3 (BRK3 » HE),
(4) NRBHEOREPEBLF
KIEE 2SN « NIE - BAZIC 2 D T Vit B 2 5, B RRIR RS B hE L
LLEDH 5, BMEHITIXERNRIN R BEGIEER - Vi s 2729,
(5) HFREE - BREF
WESHIASERSRE R D 72 12, EMEMEIA 2R I LT\, BIOERDSE L WAEF T,
BEED 2 VITEHED? S ORBHENTON S, HBERLEDZOIC, BREWTZ fE
YIEFITIE, RN Z O T 5,
(6) Bishoreyrs
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