S RMEREN BB TR A EIE DU TE L IniRig St
(FA 2 54 1 2 AR

BAGBR AR M E EHAERESRIRIEESE)
[ERMRMBERRANREODBE LB L B LIchi%] BE Wi



FRMEREBEFRASIEDZW Y - 1REfEEH
(CERpk 2 541 2 AKET)
I 2%

1. ERERMAEFEAREDER L KBS
B RIMZII T &7 2 PR O B E OB S BIHERIC XV &
RENCREE (B 7RREH

FeRMERME VBT IEIT ., BEEE O A PRI L I Z LB [R 77 E D&
BRI BENRKNTBZ 5, TR OO IR# - DFERARIE T H 50
ITE I 2R L T DR ERECTH 5. BIfE E TIZ Pelizaeus—Merzbacher %5 (PMD)
ZIZUD, 1 1HEEPMON TS (F 1), BBEHEREER X OS2 S M
P AE 5 IR R LREER IC X SR AR S D

2. HELTRDONDEKERL L ORER A
S RMERIM A B AEICRD SN EBEAFTRE LT, UFO2 81855,
(1) SEREREEE  EMEUE (T B,
(2) MRI Ei{&FTR : T2 MFAEER T, BEICONEMEOEE k. BB &
IXBRAV
Fio, BEEFTRE LT, LT 6 RNz ons.
(1) HR¥R
(2) AEFPEEN R I
(3) /PBETE « fRep - U O KRFER, ERIRE, NEEIITERS, &
T, RHRSEER L
(4) KRWGEEERFES  E@fFE, A =7
(5) TAMA
(6) \EX/EBFARAT R - R EN TIITRREEE 27”7
IO OBARIERORHE E LT, SEREEEIL, SHIRBICITRBEED Z &n
2\, E RO S 237U L, Babinski SN ORISR DNEEL, WK
WZREPENIR (PR MR Z 23 5. AT S 5 W X BRSO f bR e o e B
O OBIEGIOFENM SN TEY, FHEMESPIFIEROZ LR35 5. K
HENRGZEERIXIZ E A EDEFTHA LIS, —AIICEEEED, MEE X
DHEETHY, SHEMAONKRNSIEENZ LIRS, DMEEITE L, K



DR E BITEZ 5. R - WO RFIER, ERIRE, NEENIERE RS,
T, RPARSERENPBOOLND ZERNDHDH. BV A =T ED
RIMFEEAZIER L, BBzt b THET2EALZ V. AEREFIZLY,
BEIERE LTCOTANAEEH T LB D, ABPARA T, TEMEMRK
R EUGRRMR R AR BN, SR FIREMN TP RERmE L ~T. £72,
KRR & 2 WA BRI LIS X0 KR EEEN H 5854513 T B,
IRVEAE 1T BRI MET 5. BERE T, WRI RENBEIICA Ao 0ZE
ThD. T2EFAEKR T, AEICOEAEORGESHEEZED S, CTETIE, A
BORRINIRZ 2T 5 LR L0, ZEoa IR, il - AT
. Tl%, Allan-Herndon-Dudley JEMEHE (AHDS) ZPBRE, FrRAYZRPTAITRV .

3. EUZWOEDDOT7Tu—Fr—F (K1)

FPTMRI L LD, T2 sEFHEE CTO®E BN IEE ORI L OBEIE - {F11720
EE7R D E I BT 5. BE ORI LEIEIE, FHU EofRiEE BT
FRAE L, BESLBITEOGEA2MET 5. MR ETIE, T2 MlmE cE L
WEEEEZETOMMERD D Z 1%L, FEAIE T M EE CIHkE5%
ET52 L0355, HEELELEOHMICIX, EWE/NEOFERIL SZ — 25
ZENMIETHD. DUV TRIEMRAZEIR R E 22 812 X0 RIS O 72
WEE (LR L RMRBEEZ G028 QB ICKBIT 5. &£HECEEND
PEEBITFR 1 IR,

WICBIR R 2 SEICEN W 2D 5 (K2). FRBEOAME, i
FHOVER], FIEFER, IRIEOAER COBKERNEETHDH. F 1O
TIE, £, SREBLLEIBEITIE, 18q RESEBRELZ 5, YalkmtdH 5
UWME 18q 7T 1 AT FISH 247 5 . BV CTHUIRIRHERE R H 258 5556 1% AHDS
BEED . O DEFEDIRVERERMBEERADIEO R OGEIE, &b
BEEE DV PMD & BEVY,  PLPI BART-HH DMK 21T 9. PLPI DEFEDZBO b
RWEIR H DV IRORERITIE, PMLD1 Z 5\ GJC2 &in+ DR i+
L. I THERENRD N WEEE1E, Salla 9% (SD), Hsp60 chaperon 5
(MitCHAP60), JEEERZI K OVIMIMZERE & 11 © BESTZ AN 2E  (HABC), /NIMZEAE
& MMGRTE R 2 1 5 D&M RN FVE TR R 2E  (HCAHC) D Wl EEtEZ &S . SD T
IR & 5 WIEBER T Ozl S 7 AVBR O EE, HABC CIEARAMILIERE /MM D 22
i, HCAHC TIIRMMILEEREZEME & tE b 72y VNI ZERE & IR IR s T 5.



— 5T, PLPI & A DS EESS PLPI <0 6JC2 DFIEREN DL R Y, —K
B 72 B s T AT J7 15 Tl S IS 22 i 70 28 12 K 5 PMD & 2 WM E PMLDL D #f
REMELZIET 5.

B2 BRSOV, BT 2IERORHEN D, IR 5 (ZHERIDY FTRE T &
5. AANBEEZ D LA IR REANEZ O B R 42iE (HCC), i K
TERCP R R R E D358 80 O ALIUR I, B AR A £ O BHEE TP RN 4iE (ADDH)
Waadenburg JEEHRES> Hirschsprung 5 & 388 2 A I IR R A PR 4%, HAX
MEBERSTZ R 2E, Waadenburg JEERE, Hirschsprung 5 (PCWH) &2 5 5.
2B, PLPIE(GFHERETESZE RIC L % PMD (BB L, RISHRIEELS 21 5.

ROGFEEEO TN OBEBIZH Y LARVWIERIRN DR b THFET H 2 &
O, EEEEMEDPHEL SN TOWRWERERMAERASIEND D &5 X
bivd.

4. FREOHE

1R FL UL THIREMRO SRR ARIE

(1) Pelizaeus—Merzbacher J&

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

BREBOEER

X HEEHMAMERSIEAZ & D PRARR ORETE A SIE CTH D7D, BEIE
Bz frE IROATH 5. MRIRHESEAZIE, TARARECR BB OB H K -
B WITMEIZIR T3 525, MRSHIIad X OMRIIOREF S 4, B 5 7 g
Atz DT, A7 LI B0k O tigroid D& 275 Z L 2 FB L T 5.
BIRFWICIE, v 74 ER7 a7 A 1 (proteolipid protein 1; PLPI)
BARFDORFENZORBOELZLFRNTH S

HAZ SN

AEENOIES S 1 AHBREE TICIRIR TR O D T ENRZV. KRR
ThdZEeNEL, REEOHTIRK AR O GG RH L. AR D FERE
£ TIEHMBRIETOEREET 20, JFAE OIEKAEL, Babinski KA
FEEZBATHEMETHY, OSPTRERFOITTE LA LNICRY) —R=a2—n1
Y OREZ R IIER & L CORMIRIRIT 1508 &121%, HEEERSBILET
HERLNTHDLZENZW. £, 2REIZIIT 7 b —BEEO B AL
BLTL D, ZOX)ITHRmit-Rro, @), @EE)fIER, KINEEZD TR



TOIERPFHRNTHELT 2 ON Z OREBOFRHATH 203, BFERIRIZE N2
72< 720, BEAfifAE S T &/ NIEIR RO T, FERIETERME L B A B
ORI & L TRl S TW a8 b 2. £, LRI OES TR EN
BT, FEMLEICD - LIR1TT 5, X EEEMERME B ORBI A & 5
ZELH D W 10~20 HAREIWE D LIEROBITHNMEE Y, S EMIT 30
R CTh 5. FEROBITEFATLT, B EONEMEZRD H. PLPI HEEERE
RERORERTIL, KEhREELZ 235,

RE - ERET A

AP LTI, TEMERMER A TIE, TT WA £ 72 6 72 AR 3 IR ) 4 e
LCHET D, RIEMREREITIER TH D0, PLPI RIK7: ERERETE RO
TR K BIER T, BEK NS, mMiEAES - RATRICEF ITRD 20,
BEWRAT AL CIE, B EAZEZ OO 2R ITERO 0. R E & I13H2 Y
myelin basic protein OfE L EFHEFHNOIER LR TH D Z ALV, MRI H
G138 TRBYTH Y, T2 SRFAEIE TII OO BE O & BB L ONTL 8
BT, KE - BEOa T A MBEER (BOWITIKRT) LTWDZ &3k
M TH L. —MKANZ, T2 WMFABOE S TITIEF OFARM IV b iEHticZ
LLEMMNE L THEENZ L. T1 EEfR i, v-< v & L-gEbs
RODLMN, BE - AEDa F T A RONEW, CT A TIE, FERRA 72 KINZE
i 25880 2 O H TR 7o i HiT D 7e .

B=T2)

PLPI Bin{HAE, HER, Bt XREREkx RERPEET D, 'PLPIEIR
TEEIZIZIT R (50—T75%) OIEFITRDSH. Ziuk, E&EM PCR IECMH MY
B FISH 2 CIC LV IER O 2580 PLPI OFEIC L VHERTX 5. £, &
72728 & LT MLPA (multiplex ligation—dependent probe amplification)
L7 LA CGH (microarray-based comparative genomic hybridization) 72 & T
LREARETH S, 2FFIE (16—25%) DEHETIL, PLPI #2237 a— R
R A T T A AENLD AR D, T 2 BRERINIE B b AN E O,
MlC AT T A TRERT B AER, FADDIWIEIRERE LD D.
BROBHIZIE, ESEEERYIREEREEZH WD, PLPI Eia T 2E O KR KT
Tho 2%LUT). RRIZEFLOWTHOFETHHREINS. P B2
WiL, ZROZEEMZ SHICE X, R IREFIEEHAGDOEILERD 5.



(2) Pelizaeus—Merzbacher &5 1

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

FRIRAYITIE PMD & KBNS 2R VER Z 23 212600 b3, PLPI BIs T
DI A FBD IR VER & PMLD & FECY, PMD & XBII4 5. sk, PMD £ @HIE L
THESINTZWEbOEET. HitERTHSL. FYRAKRLEREEREZ L5
—ERDIEBITIX, gap Jjunction protein C2 (GJC2) BinFDEENEK TH Y
®, ZiL% PMLD1 & RS,

BRI R & MREPT A

AB R IV IRIRZR0, 1 MATNOEEREREICK SN, TO% PMD &
[FIRRICBERERIEIR, /IELR, KRIMIEEEIER D I b, £z, TEMMN
R SO CIEH AR R O IE R 27~ L, BEE MRI 0 T2 SRR E§ CIXHE O U
PEEE S EOFT LA RT 5. 2D ORISR AT FLIL PMD IZEEHEL 95 .
—5C, 33FIOMEFON 12 I THSAITNARETH H L HE I TEY P
F 0 B RGEIIREIIRETH D, L LR L2BT 10 maniBfrRNhEy,
1078% F CITIISFBT AR D LM TR Of 4 & ZBIEF OHRE S H 5.
R R & =F

GJC2 AT (B4 Cx47 3 DL GJA12) DEE )N 2004 FEICHE Sh, &RF
FIZE PMD SITRERETHDL Z ERHA LN E T Z2D—FT, GJC2ERD
W PMLD BEBFET D2 D, ZAUANOBKRTFOREE RSN TN,
GJC2 DEFRE, 2 — FEBNOAR LT, Fa—Roxr Yy 1 RO 7 rE—
H—FEIRIC B ERNRE SN TWAHDT?, Ein 2Tk, ARSI E R
EEMWTEREZRNT L. ZUbDERT, AV I7 2 Fet A ~oMiak
D gap junction DEREZTERIEL L EZ LN TWS L ot —& —fElk
DRI, BEARIED LEBIE CTh 5.

(3) EERR X UOVINKZERZ M O BEERERA2E

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

RO ABETERARITIN AT, RIMAEY (RIREE, 3 X OWGkIZ88%)
DHEITEZERG 2 780 DR . HABC X, 2002 4EIZH1D TIERIHAE S, 2007 4E(C



RS E L CHESLENTZH LWREBTHD ™ 5 1T L A ERIVRERIT, 2RE
BT K D HYARENERRTHD.

B R ER

ATEHIIZRE 2 <, RIRLBORUVEFIN L, R REEEGE & LTI,
KRR TE 3 mEE CICEST 5. 10 AT EIRIT 27/ LEEE ORGE C 3k
BATEMEKT D A TRICITIE - &0 LW, e lg@lk, Mz xR,
PR IR (77 h—¥, YA =7, [ SHBETLIONETHD.
RN, PHEENOREERLD, BENPR EOREREFEEED I
== a UBNARERBIN D D . HHGE < ORER] TR MRS/ NEE, RS
RaHhD.
FREFT A

GHES MRT TIXONEAMED T2 MR Z L 2T 5. IG5 72D HEAREE 23
BEFELTHIHEINIONHETHD. AEREIFE T L OUMEILREZRD
5. KB IOVMNEAEICRO S T2 OEEF R4 IEEZ L, I =V D
HEREZKMT D, /K, FRICHREOFEMRELIIE L. FUR - EERITRT
NDDPHFRIT NI, RN THEKLTH. BREBIRAIZERHT L.
R R &= F

2013 FR I IRIRIBAR 1 TUBBAA DARIE Shufe 7. s S 72 3T OSER 2 D249N
DA~NTaEEOERIZEIDZHOT, EVA 701 FRERE, TXTEARLRIC
LD bDTHD. TUBBIA DA FILF e fREMBEME Y A =7 DYT4 OJRK &
L TEI BTV D 25, DYT4 TIEBEHETZ A0 AL 2o M 2 58 6D 72 V.

(4)  18q RILJEMERE

(Chromosome 18q deletion syndrome ; 18qdel, OMIM#601808)
e BE R

18q RIJEMREIT, 1 8 FYLR Rl R KIC K D Yu R BEEMRIE T, K
KHPHICZBOBE TN EENDTD, ZRRRIERE 727, RIKAEBRAR
PIENX myelin basic protein (MBP)Ein+DRENFRIKNTH 5 &,
HENZRTERIN

CREE (FROESR), FEEN, HBRET, BEEsEEs, R sF
PEEERE, P WivA, NBUE, BmET IR, <IEATZIRER, IRZER)N,
BRD O 72 EDOSARREERIER Z 2T 5. AMmTRIZEBH T 5. 18q KKJEMRE



DOEEZRAGIHEEL LT, BEMREVE, REEGYENH T OND.
FREFT A

GAEE MR TUI T 2 38FAEGRIC CRIMBAEO®EFZR 0 5. KIMAE RO
FEENOBEMEOREEEE TEOREIIFEAY THS. M%@ﬁ%ﬁi%ﬁém
LTV, MK T [gh RECHRERLVE UMK TR LIZLITERD 5
N, RIEMRERE, RREFHEEMITIET EORENDD. méM%ﬁm
B L CIEHEN R b7 5720,
BrT2

18q21—qter O EWivmil RO HME 02 <, FERFID 3/4 1% de novo ZZHL (i
FRERAER) ThD. MICEKHEMEOMESEERE, de novo #aME, FHEMED WL
REOWMENDD. W G oYuEG AR A KO FISHEZ WS, SERIC
B 59 D Ye R BT IE 18022—q23 & &N D. KIMAERA % 29 HAERT
I%, FISHfi#dT C 18423 L& T2 MBPEIGFD 1 a B —REEZFET 5. B
{LBIEIT MBPBAR T DT B ARIZLI VBT 5 LSS,

(5) Allan-Herndon-Dudley JE{EEE

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

X SRR ERDERIED 1 D Th 5. HE ORI EER, ElEE, 77 h—
ViR, IR, Mo 2 TRk & L, FLshE 6 MRT IS XV #
HIEOBENNED 5D . Xql3. 2 IZ{F7ET 5 solute carrier family 16, member
2 (SLC1642; monocarboxylic acid transporter 8 (MCTS))BIn+DEEIZLD
FER IR A L8 o DR DOBEENRK & E 2 S Tn5 ° I8, PLPI 73 EDORE
Mg s B 220D 72\ Pelizaeus—Merzbacher JHEBEH O 1 E|)S SLCI642
(UCTS) DR ZH 5 T &3 Sz .

B R IE IR

Wb BIEGEME X HEEEISERER 2R TS, RIAVERD AT T Ak
Y. REJEGNZIBWVTE, F LVERER, IR, PR =7, 5REPEVEH R
ﬁ%%b,@%%§%®%$ﬁﬁ%%ﬁ'%fwmw IZH L MEIZ RO b,
i BRBRAK R 720> & YR G TR o IRR B oA T e 5 %E}ﬁﬁﬁﬁ, ﬁf’%‘ﬁ@%ﬁ, EHIA
ML AR @ﬁ%TW%/HW@W\M% [ZEFII <, NIEE B &
BifLewn. HERELBO o,



RE - ERET A

FURIR AR V€ o O BH & R 2 WG T A~ 9. ARRIR A L& & T
T4 1&ME, T3 &fEiZ ~L, TSHIZIEFEMED EREZRT Z &30, BAED MRI B4
TEHPHEICIZIZEAERERAR NN E L H DD, REBICRESEN, b5
W T2 SRR E T O OEMERE 572 & OB O T R A2 7R, SCERAICHE
PERM R SR DE L /2003, FARARIC B 1T DI EHE MK T2 & &hTn
5.
B2l

SLCI6A2 (MCTS) DI A Vg KB FIRE 72 & CIRIET H. SLCI6AZ 13 X Yetalk
ql3. 2 1A L, 12EE KA v E2RFO¥ /37 %2 — KL TW5h. SLCI6A2
(MCT8) IX HUR MR AV v OEREB A IR b o TnbH EE X TS, v
Y ALERRLIA B AERBRE SN TR Y, BRICK ) BEEENR LD,
SLCI6A2 (MCTS) FEAIRDUREIC L 2 L IRFIO®RE S HDH. LTO X 5 ek a2 7w
TG, SLC16A2 (MCTS) R4 % H . OEEERSMEBN R EIEM 21O X HE
PEXHEREL, QA MRI B CHEM IR E 25805, @FRIEFLE AT
T4 (&, T3 @fE, TSHIZIEFMEO FREZRT.

(6) HSP60 chaperon A
(Mitochondrial Hsp60 chaperonopathy ; MitCHAP60, HLD4, OMIM #612233)
BB

S hary R Ty m = Hspb0 B HE ORI KD 5 RMERM A EAKL
REETHD. KB TIE 2933, 1 ISHLE T D Hsp60 #fx 1~ (HSPDD) T, &Y
BELEERERE L D, TNETICHRE SNTOE, MEHELEVIRL
AATZNVDRERDHTHD .

FRFERD 10 L DFEFIHREICE D &, ZEZ~3 VA L0 HBRKT, IR,
PSRN I R R I D BRIk, F8EREN, BIT2H25. TAn
ADEPHIRERICA OGNS, BEARICEDREBEARRL D NI ERE % A
%. 20 5% E CTITHE TR IR RN DZ2RIEIZ L 0 ST D IEBINZ V.
%12 FCHRETHHEEFMGHD. 2 FLL AL UIZEEE, #ITHEO N
DIEHERRE & Y 2580 5. FIHEN « FIRMA TORBMOER LR 5.
FRERTHA.



MRI CRMMFs K OVINMIM B T2 sRERE SR TOEME 1n7?%5331/ B b x
2L RO, w*@%%k&%%%k,M%kmM®%%%% - TR b
BRSO CIE T I OIRAE & 1T LR DT R E 2D,

BE12

HSPDI @ DNA HEJEBCAIR BRI K D, ERLDF R Tl D296 B RO KREBAIR
THIEL, ~7ToEAERORRFIIEER THD. T E TICARI TOREIX
IR\NNHSPDI DA D ZEEIT, E YA RENEEIRIE A 2 & DR 13 R
(SPG13; OMIME605280) DJFLIK & 72 5 .

(7) Salla¥i
(Salla disease ; SD, OMIM#604369)
%ﬁﬁA
W aELSEEERE LD, VY Y —A~OU T NVIBEREE R L
ﬂ“%) MRI AT AL, SERMERM BB SE IS I@ 2 e R B A & 27
%. JRINEEFIE, SLCI7AS #fn+ (6ql4-q15) TH L. FULEEFERIZED
infantile sialic acid storage disorder (ISSD, OMIM#269920) IL¥LVEHAIZ
M TH D5, SO IFFHIRWITHIET 2 ETITEIR TH Y, BIEM 2 LKA
Mahb.
HAZ SN
% DIEBNLT 4 T > F (Salla #)7) IHEREL TV 5. FEEEN, FEiER
17, HEREEAE, EIRH, IR, HRERET, &, TArAREEZET
5.
AR A
RAFERES 7 VS (N-acethylneuraminic acid ; NANA) OEIINNZWICH H
ThD. EIITIRH NANA OHINZ R7WERT S FIET 223, BT D NANA 1%
ETOMEF THEMT S, MRI TiX T2 ARG CHEOLH e &/ E &
(hypomyelinating pattern) # i &, PMD & {9 5. MRS fr & T iX
N-acetylaspartate (NAA) OEfEZ 2T 5705, ZAULNANA & NAA (X 1.6 T AT
MR 2HE TIEXBITE RN TH Y, FHEITIT NANA D¥INA KL TR Y, 2
TEL %?ﬁﬁ7?$bzs KRR KB CIR T 223, BRI ENL,
BEMERRR PO EBH EH TH 5.
BinT2)



SD 1%, SLCI7A58An+0 R39C DAIMGE BFIZ L DIEFNIZEAETHY, K
FTOIREFNIIME STV ITH, 74T RATRWE STV 5 R39C
DERLINT G DD SD DJRKERFER P S NITe > T\ D ZE B SLC1TAS
DINE I VBT AT XU b T R — 2 — SRR T & D E A
KIMRED Sy FIRIE L HERHI SN D, U E TICARMTORE T2,

(8)  /INiNZEE & MEERTE R & £ 5 DNEME RN B TR E1E

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

2009 £EITAFRD HIEE ST LWREBES 2. WkERSEERIE L &
D . TARARRE R OBERTZ AT A, /NIMZEE & IARTE R 2 1 9 . R
B DOZERITFRD 20,
FRARAESR

TIETHE SNIEMITO TR Y 1~3 mINCHNY T2 S L TV D,
10 fRUCA D TR 2 (AT 27K, IRER, #RIRE5E, SRR 2780, #%
JED D PR ORGHEBI R EER AR L TS, 77 h—EB &2 56T72n
B, PAN=T 22T LHHDBMFET D.
BRART R

RIS, SR FFTRENL, BSOS ITIER TH 5. MRI AL,
CEMET2EESET 1 TORZED D WIIRERFE T2 2T, MK &/
i (2 EITRE) ZFEia T, SARORVKINENRE S, BIRAZIBITRFED
LNDORFHICITBIREIND.
Bis 2l

POLR3A (10q22.3) & 5N POLR3B (12q23.3) BIn FIZERZRD L P &b
(CRNA R Y AT =R I HEREZERT 2EREE 2 — 5. HiGrs e
% & % DNA MR ERRLAIIR LT KV 2 &7 5.

(9) i, DERELKE

528 PARARRER K ORIE R D SER MR T A £
(1) EREANEZME S R SE

10



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

PR L

KIM B S L ANEZ A0 5 1 RBHEALE LT, 2006 412410 TH#
HEINTHEOELVEREERXE & D8 LW RMERIMEERRARIETH D
YR, INETI0OBORENRHDLDOHRTHS.

B R ER

A1 A RIIZANBRIZR DD, EFEALES O BE X720, 1k
WETHBITRRESTH D Z & LVIFZEERFITR O D, 2 sEE TIC R
ITERERT 20, M TICIEES 2. EIFITRITL, 9/10 Bl TR E TIC
BITEERT S, 20 CHEREEERD D, WIS TH 2 D3 T
KFLTWDZ LR THD. 9/10 BIT/IMIERZFROTIY, Fiz, KW
FREIR & U TR R T & FROENLAD DZEME 2 780 T\ D . KIMELERER (¥
ALN=7, T7 b—E7E) IZOWTIEREHED 72V, FERS I TR E ) D
HEERET, BWEIT WAL DT D ILAT 2 Bl TREO TN S.
FREFT A

9/10 Bl CRMMHRAZEIE L DK T 2580, RIAPFRAER T3 Bt O
&, B L, MWERASERRD LN TWD. £, MRIFTRIE, ONEMET 2
EfEHET 1 TOR%FEDDWVITBRESESZ 2T, —EIKERPAIC T2 0580
BT, T1 OKESHEEAZRD, Z0O K5 REA TIZAEOKGEGENEE KL
TV AMREMEA RS LTNS.
BiE T2

P& R RIE AR 1 FAMIZ6A(DRCTNNBIA) (Tplb.3) @ DNA HEELERSIREIEIZ LY
BREFET D, FANIZ6A X B T =2 Wt 7 FVCEEL, £V I5F K
2Y A FOGEA~DEGRRES TN D.

(2) KFl, teFFERRE 1 O RIS A 2E
(Ataxia, delayed dentition, and hypomyelination ; ADDH, HLD7, OMIM 612440)
e BE R
EATED KM, Z 8 - RE 72 E ORI 2 R & 3 5 KA E A 4
FECTH D . FIEL, SR S/NE R TRERITSRITETHETH 5. BT
FCHREIEGIE D 20FZ R E O T OMREBTH L. RIKNELEFITRFEETH L.
FEAEDIEBITH L0, MEEFERZTORBBELH Y, FHiaALER

11



K OFE RO REIER XN TN ORREE L H Y, BRI EREER B 2 b b.
ENT, FEER, TEAEKI T R e B EERERIR TR A0 5 2
EbdD.
i RS IR

FLMBHIORFIZIER 72 Z ENE . LavL, MARERER 2> & EE8 3= D
BADNHENSX T2 5. SiIRBIEFFESTH 10 AT £ TITI30ER) K
HYND X D220, SERD B SLDERICITORFE R T L ITE B 5. HEREEE
WORBIIIER Z LT8R D, Z - K72 & O FARIZEL (IS0 23 K48)
FHEBIN RO 5. 1EFNS, HBRIET, RREEREGEZSZ &0
b5, FTEAMHEETTFT N bo & O MERREAR I LD IR A RO 220
LD, T ONDUWFERFERBATEIC LB T 2R CTH 50T, MEIEF O
FROEVNNPREWNWTZDOIZIT o & LRV, BsEE, EFE» L R
EHECHEAS S, TRICEL UIEGED D RN HATH 5.

FRERTHA.

GRS MRI (2T, T2 FRERIER TORMAE OO FE AMEEE I K 2 IR AL
E/NHDOFENE 2RO D, MZITEELT 5. MRS TORZKH AT, KIKAEIZ
BT 5 myo—inositol @ E&HF-&, NAA B LW choline DIK F 24 &9 5. HEF
IIERIE, X/ T~ iR CUIl O RBEZHRT 5.

BTl

POLR3A (10q22.3) &5 \WNME POLR3B (12q23.3) BInFICERZRDH L o1,
EBIZRNARY A7 —BEAKRELIERT 2EAEE 2 — FT 5. Bl aRSHE
B A & % DNA RIS EZ L 0 2 &17 9 .

(3) WLBERIRMFREK, TRVEBEME AN KL, Waardenburg fEMBEE,
Hirschsprung J&
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TIE, FEEHAREIRE TRV 10-20%FREE & HEE S D, TRRIE—IRBIZ/NEDOTA
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