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2. GABRG2 de novo &5 ZA7 L#A
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IR B ET R R B & CEERMEIR - BOR T2 S 36)
Eill ot s

TULEY U —IROBERIA RFTA v

SEFFEE  EE B SURRIER KRR ARARE

MaREE

T Lt o 25 (AxD) OFSTEFERIX LI & min g £ CiR/A < | BRARIER KM%
JRE D &3 D RICIERE - ﬁ&ﬁ%f%@aﬁﬁk*ﬁéﬁ%ﬁfb% SThDH, TDRED
W) 72 R R SOIRRE - TRIERMFE 2 T A 7o DT E R DB A R T4 VP
HTHD. WRR 29 FEFZ1T AxD DBEZE, 2T, /’*F@? EEREE, i M E /7@%IEE
Wk LT, SRR 27 — 28 O ARMFICHEIC THERK L7z AxD O2Hr L7 36 1L O PubMed 35
K OEZE RIS web 2 AV TENENOEB IZRHE Lo BN 2w AH LTt L7z
WR& SRICRIRTA R T4 BB LT,

A. BFZEEW) LV a—%{Tol,
T L XY H = (AxD) DFAIDOHE X
1949 £ Alexander WS (T & % FLUE Ik 151 C. BFFefER
T, Uk, 7T A bt A MERENDO B — BIGEH 7 Ut o X —J{ OB A R
B & VHHE A SR B RO R & T D LS T4 ] DY,
WHIRIED TR AR OKRIMAEER EE
X HAILTER, Lo, 2001 A glial FER
fibrillaryacidic protein (GFAP)i&Efx¥- 7'; S A RT A4 5% O] /e =
R AR S AUTLARE  FE A n I 3 FL R PRI L OVREMI RO HAZ L 720 5
0 e £ TR A < ERIARTER & KK % Do
JRAE DT & 3 HRIERE - R 2 A D
FHEETHRIPFIELSE THDLZ LN F. RFEAEREHR
/\75\/) T&I, T DD lz‘fﬁii%%a L
BRI 2 T D 7= I3 R &
fcié‘/’\%ﬁ/f RZ A D /E&foié Pk G. BFRERE
29 AR BEITERR 27 - 28 HEEE DO ARWFFEHE TIE 1. EwSCHEE
B L7-2 Wi i e s KOk ER & JE 12 1) Yoshida T, Yasuda R, Mizuta I,
AXD DBZEHTA R4 2 ERR LT, Nakagawa M, Mizuno T. Quantitative
evaluation of brain stem atrophy
B. W& HE using MRI in adult patients with
AxD OEZE, ZWr, TR, EEHIEER, Alexander disease. Eur Neurol 77:
BITO MYy 7 OFHBIZX LT, 296-302, 2017
PubMed 3 L OVE T o 4i5E web & U 2) Yasuda R, Yoshida T, Mizuta I,
THREHIZ®I LT2mBEX 2w A LT Nakagawa M, Mizuno. A novel
SCHk AR U7, B2 EEYE T R 27—28 three-base duplication E243dup of
FEEEIC A FEEEC TR L 72 G T2 W GFAP identified in a patient with
FEUE (AR R P se BB 4 (7 L Alexander disease. Hum Genome Var 4:
X F = OZWIENERS L ONARE - 7 17028, 2017.
T et OVERL. FRRERRRA - ‘]éfﬁﬁiﬁﬂ%ﬁ@ 3) Kawahara Y, Yamashita T, Ohta Y, Sato
7= DOWIgE] B Rk 22—23 4EFE) | K, Nomura E, Takemoto M, Hashikawa N,
THERRL L 7o 2 W AL A 20E) %ﬂ%b\to Shang J, Yoshida T, Abe K.
BT A NI A4 IARWIZEHHZ CE T Alexander’ s disease type 2 with a
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2. FTRIER
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DR 7 LY o IHOBIRTA T A

VA A T
Alexander disease (ALXDRD, OMIM#203450)

YEERI; T A Rt A M NO g —F X UERHE R IR BRI R & T A AR AR R
DEEEMEEEE. 98%DGEHIT glial fibrillary acidic protein (GFAP) % =1 — K4~ % GFAP
BIGFICEREZRD D, FIEFEBITILEH 6 & s £ CIEIA. BEFRRA T I LR
FEIECRIMNAEIRE 2 IR & 328 CREMEALAL - 1), Ik NBAFSAE CHERE - FhiIR A
IR E 328 GERE - FFREEAR - 2 A B X OV E O R A R (PR 3 A (2 E
hb.

TR RIBIRIFREILR S, T WAL 2 XD 3HERIEN TS,

I s

1) E %

1949 42 Alexander WS 23FCak L 7= #HAMEIT WL A, /KEESE, PR 252 L7 15 A
OFLIRHIRBIN R OHETH D V. WHEANCT A b o S OMIENIZ 7 U 7 ke
fetEE A (glial fibrillary acidic protein: GFAP), aB-Z VU Z&Z VU, #i 3w 7EA
BB E T n— B XA RO D Z ERNRETH Y, 98%DIERNIZIBT
GFAP BT ABEZ R DH Y.

BRI AR 2 R OFRIE), B Q0D 12 AR OFRIE) 3 KL OB AL
(12 BRLA EDOFRIE) OFIEFEIC L DN AV S N TE 7228, 2011 4RI Prust & ¥ &35
5 VIS LT LUWYRRL M E 2 28 L 7=,

@ Prust b OFEHLHE Y

WEHR S 185 SEH] & FHrl o> 30 FEFNC )T U CREFHAFIEEZ W TLL T O 2 RIS FE L T-.

IR RHPRE Tl WivA, KERSE, JEEEEIELE, NAE, RBEAR, FBIEMOEREL
ZR, HURP) 7o BEE MRT AT, Y 2 235

IT 5 BeHARE C B AR mRbR S, IREKIEENRESE, BRER AR, FEMARY 28R MRT Fr
ROZ2F 5.

©@ FHHHOFRE Y

HARDOREPFAEIZ TR b AL 35 JEFIDERRAER I X O MRT BT FAZIESWTLL D 3
BN LTz,

RIGEALTL (1 8Y) - iF WA, KERE, fEMNESE SR 2788, S MRT |2 CHIFRED
BEALORIMAERE B0 D 2 ENFMTH D, FICHNBHIRIET, HMETEHAROE
FEGIA 2L\ N, B VR IE G CIIKEBECHEN L UEER 2 72 L, EHTHRAIARTH
5.

FERE - BREEALR (2 AY) - AN, SRVERCE, BRFCHEL/RPEERFRCE, EENHE, Bk
BRIEE72 Y 2l x OMAE DY T, MRI I TIERE - FATEBOE S BT H A WITE %
BODLHZEDFHETH L. FEDORABILAEOFIE T, MO & g U CRRR 722 %
WA EDZENE.

A 3AY) 1 BB RO 2 BOWMEOREE AT 5. FIERIIIEEN 5l A E
THEJAV.

SR D FIEEEF L ORI RIE Prust 50 T MBI OEH SO 1 BLIEIERS L,
AT DO BEIRPT FLIE Prust 5O TT B I OEBR OO 2 1 H 5003 3 HITIFITxIET D, K
BRAESR & AEfE - FREROME 2R IIEFNITEHFH 5O 3 BUZHFHTE 50, o ¥E Tl
FNENOTRTOFRRICEL LY A1), 78, AHA RIA4 o OKHEB T4 300k
TR S NI e > TRidk L7

39




2) ¥

B . BRI T 2 EERE D HEREEIT 50 44, ARFIL270 TAIZ 1T NEHEIN
;:)4).

Mg LR CIR B IREA O 23 D03, AR « RATICII B LAE=E2RBDRN Y,
JREIBIBEE © GeneRevies®IZ X ABEMA 2 & & ISR U 7= W BB AE RS 1 X 2L IR A3 42%, 5
FERINK) 22%, ALK 33% THD V. BAROEEF A S EH U= sEE 135l 7
TN 27, 3%, HAERIN 24. 2%, FRARIN 48.5% ChHh-7= Y.

B IR X OEERNTIZIET R TD de novo BEETH D V. sAFLDK 65% Ty
BARMBEMEBRG I A RIS 2 FHENIIENRD b= V. Lo L, ZRMTOHREIT D72 <,
BBERICOVWTHAATH S.

3) JRIA - Rk

B MEFARL GFAP ZMFIRH ST N T AV 2=y 7~ T RITBNT GRAP B &I
{5l U 7= Fpfn DR & o — 8 o ZOVIRHED HBLZ 3RO T2 ¥ 2 & s D IRREREAS PRI FE A5 HEAE &
NTW5. —7, 7Ld Yo 2 —BdE Tl GFAP A FAR (KN I At v AL R) %
B DN Y, B GPAP IR TEA NI VAV 2=y I BEO v I A UETA~ T AT
IREH Mz L3RS 220 P10 Z D2 Ehh, GRAP YR FARIT T L ¥ o ¥ —IHFE
DUERIETH DR, GPAP FEHEORME +3RE LT D2 ENFBREND.

BB TIRE SN T2 WRBEBLUILL T 0@ Y TH 5 'V, GFAP AR RIZFEVTEAR
S5 R GFAP 4 Y I~ —(4-6 531D coiled-—coil EEW)” IZLV T rTT Y —LRK
DOIEREME T 5. ZHUC LV BRI Z B A 5225 GFAP OFR L T A bt o b O
LT, 5 GFAP OBRNS BIMRESNDRT T 4T 74— Ny 7 BRSNS,
JEHL GFAP DERNMEESNDIZONT, F U ¥ nrThDaB 7 U AZ Y OB
INEIVRET U AR—F—OREREDOT A b uy A MEREREE, n—¥ 2 Ui
DR bTb S5,

LinL, GRAP GRUEEICRID DR OT 4 77 4 — KNy 7 om —8 v 2 LD B
REBLVT A buHA MERBREE OFMIC SV TIT RGN ST,

28, B hOT LFRY U F—IFHICIBNT GRAP Y50 multiplication OHEIL2R <,
GFAP DEMZALICH B E 5 2 DIEMIN T OFENRREN D . BASHERIKN T- OO 1
DL LTGRAP 7B E— X —BIEFZRAHRES N TS 1Y,

TLUXPH—IROE 5 DOREFHRHETH DB OV T, T A~ T ADH
Fen D KARERORMIZE D I =Y UIBRMRCHERFORRE S HER S 40T 2 O SREIZa i
ITHTHS.

4)  ERARSER

AR DD 70 %A% E CHEIAVERE CRIENRO b5,

1AL P WA, KEESE, FEAPEBNIREERN 3 KIERTH S V. T ORATEREED =
ENZND, FEMBLIRICEN T DEMN S H 5. KREEIZILSEIIC B0, FilpL &
HICEN /e 72D, fRl & & BRI, RS, R EE, W TREER S OEkH -
FRER D EAT S 5. FrERIIRAEGNIKELE, BHENEITE, BRI WAk JU%
BARAZEZL, HIETHD.

2 B DUREAR KT, FEMERRE, FhomREI, DURE - RERCHR, MEEPREE, FEMEE, HETRE
H, BEMRREE (RESCMERME, BEREEAGEET, MEARFEEEIEL) Zeo & OMERE - FFBEER
BLOVNMERZFE 4 OFLE TRO S V. EIHERII LT LIEAELAEEZRD D, OHREERIT
B I W FERME DL AIET L o A —Jipmd bbb, 1 B0 3 KIERTH D
WA, KEEE, FEMESRSERERFITEFERD 2. BHEORSE XV TH DM, i
SEAASER ZRAE  CHE L U 7R RE IR T 2R LT JEBINFEAET 5. —i@tE o g vEm 23
ME— DRI T, MRT Z C b AAEREL AR ERIRR A 2 r 3/ NROREFIR S R & 5 19417,
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3H 1AL 2ROMEFEOREAEGTH V. 1 RO RWALFR], FvmEB) s EE N +2 Bn
BEND. BREOEFNIFELILIEIC 2 ROERNILE(L L T TEEBREZ %25
ZEbLHY, TOBRTHEMESEEERNHNTLZENDD. £z, BMET VA
WAHDRIEDBEEZ b OREF S H Y, FHRBICT WA ZBED IRL TV, FEH
FTICEHD 2 WVIZHR LI E WO R TE 2 2 L3 d 5. WE 7R EOFHERE
BHZHES ZLnd 5.

5) ks
5)-1 Mgt

17 : van der Knaap O3 FAEMMIERE 217 4 1TxF9 2 EEE MRT D 2 hiak % A In X AfF9E1C
T, OREAFMENLOJL#ZR KM AERE, OT2 i@l TGS, T1 MR E CEfE %
ATIMEEFHOBKEY , @R L RO T, OO RE FRCH MK & Esh), @&
R (MEEJEFE, prsaiEaE, HRX, M, R, TUR, /DMEIREEZ, BMERo 1 2FET
PLE)DO S THBOHRMED 5> B 4 THE 2filz LT25GAE7 LY o X —Ji ORI R & —
BRNENZ EERE LY.

2 AU BHER MRI & CHERE - ZABEOZENE - BEE S IZIT2FI TR L V. #iABIZI3ES
PRTICIVIZIERE « EATEABEDE A 2 FEMi 2 T 54 %~ ¥ 7 v 4k (tadpole appearance) D
JMERTERE A" d 18, mln SOWE I CHERE - BHRE O ZEME 0 R OIS 1 XEEES MRT ACEHTC
TAX~TF 2 7 OIRIRE (eve spot) BEDIEREHAAD RFFE 2RO DL ENH D 9. KK,
HRN, RSO SERE I IXIRE RS 5 2R 72, 10 sEARETE D 20 AR OB AER TIXIESE
DOFEER « IR R FEE S 2RO DL 20835, /INNEIREM OE 58 E 20X FLAIR 41
THAOBELY (midbrain periventricular rim) 2V &ERICAONHTRTH 5.

7 b I3 T2 58FRE4 2 T periventricular garland & FHL S35 MINKERE TG - 7246
FROBEBEEZRDD Y. ZOREITEEIRERTZENHD, v—8 U X IUBHEN 25
HEBLT 255 & S b . BIBHEEEALO KIK A EIREITFED WA, RIKERTAJEFHIZ cap
WREEZRTZEnH5D.

3 RN ERZA & el - ZABEOZEN - BE(E T L o7 1 B E 2 BDWH OFHE % &
T2 V. KIMEERAEOREIIEFZNH Y, Tt 20 5 fEFI232 0. Megalencephal ic
leukoencephalopathy with subcortical cysts <° vanishing white matter disease & #&5l
BT LN, 3BT LR X IR - FBEERE S LR TH DL Z ENERIRTH D,

5)-2 BT

98% DIEBZ I3 T GFAP iEfn AR A7 5 27, 2 E T 100 FEEHLL 0> GRAP Eis+-
BERNMEINTWD., KREBNI AL ABETHLN, A7 L— LN/ RIH,
Bilba RO 7 L—Ay 7 MERBIORATF T4 ZAEROBELH D . I AR
IEIT GFAP R A AV ORIITSA T 53, rod domain @ 1A, 2A, 2B fElk & tail domain
124 <, T CpG 23EH 59 % R79, R88, R239, RA16 MNEMMINALRIIANFEA B THRD
53, TLF P Z—hFD hot spot TH D 2. R79, R88, R239 NEHINHERIT 1B
FO 3R TRD O, RA16 PEH I HZE T RAL6W) 1T 18, 2 8, 3 BI4-_CTORTHE
ENTWAH Y, —J, 2BNZHEEORWERITIFHIFE LR Y.

6) MBI T T

TBRITIERIEICE EED. TORASHT D TAPAROERE, REEH, 0T 5
JEBYEITRT T 2 FUEMBE OG-, FEMERRBLII T 2 FUKHE SR, T IEE LR AR IR E 2
X DHE - rT BMMThid .

) R RE
REEH, PP 2 BEEIS T DHUEME ORE, FEFEECRIARREREE (264 5 5%
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BaATo V. EEREREIEE & U CHIRT, SRR, DU - e ARRD 5 D23, JER
DRESCHAGDEIIIBMAERH Y, EWERFHED > X TOYNED T —a UREE
N2, WTEENZONDHEE, EALBICTORERFHED LRALETHD V.

8) T

I B OAMPHRITN 14 F=THD Y. HiA RIIRIEGNTKEEECHEZE N TLEEIR O 729
\ZAEBERN DB H THRIET S 2 L RE0. AR HIFIEFNIEEIETE T W AR R EE,
JRYER E DT O FE E T T T HEM DB Z V. —HF TEEME TITTWVIA DR
Bk HRTDIER HFEL, T 0L D ZIERIIEER & EITIEO S TREEOE N IEE R
CHERE - BFROER 2RO 5 b OOEM T RITHAE R HIFER A T Wil A 2D LR
HIRIEFI L e T D L BIFCTH D, 1T ROAEMTHRITN2BEYTHY 1AL B L TRAF
TH DA, TEIHEIR « BRELR « MEER 72 AT HIES 2 EG] 22 2 SEBZER 2V
L EEDIERIE THERE T & L URERIMOZERKE N ER RIS NS .

I1. ZWrkiuE

A, FRREIER

1. FWitA
2. KEHAE
3. Kt EE) R R
4. DURGIEBHRETE : A 0K, FEMERRHL, /NIMMEENICHE, AR
5. BRBRILG D\ MMCMEER BRI « mif FREE, Mk, RekEE
6. FAARRRREE - NS, PERRE AR, AR R
7. DEIREE
8. AR M-
B. MRI Ff 5
1. RSEERENL O KN AEE 5 5w
2. MMEJAPHORKER Y ; T2 s & CIRE S, T13RFAE G CaiE 52 nd
3. FEIERZ L HURD R ; T2 5@FHE(G TRl a2 IR E 72i13m - IKME B &1 5 ZHi
4. WERRHE  IMEJEB, AEEIEARE, HARX, ME, R, R, DMEIREZ, RN
el
5. MM ELE « ZifE

D PHOfE SR
2) HERE - EATEBED S
a) MRIEKEAERIZN, IEfER KO B EN T 0%
b) T2 SRFFEHRIZ IS T D AEREHERSCHABE DR 5 5w
c)  FEME AR IR EIE R
6. /NEEIREZFT DOAE 555 & 5\ T FE

C. EEFHAER L OYRHEAHRA
1. BETE : GFAP BE AR A FE
2. JRHEEARE o KIMAE, ERTFTBIOEWIETO7 A oA FIENIZHST
pa—Y X VERHE R R D

D. #hIE2Kr

Pelizaeus-Merzbacher Ji % 1% U & 9 2 I KM KAM A BB kA~ £ JE, megalencephalic
leukoencephalopathy with subcortical cysts, RIBRHE I A hua 7 o —, BEMHE
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AT 44—, Aa R R A a7 ¢ —, Krabbe 9%, vanishing white
matter disease, Canavan %7, MRS (E, Z38MEM{LIE, neuromyelitis optica,
PERCTEMEIN B2, HETTMEZ ot Ve, XSS, MiMim AR5, CADASIL, CARASIL,
ko R T RNERIE, AP FRE, HTLV-1 BEEBELE, ALS 72 & KM B <CIER -
FHEITIRAE D FJE % 788 DR

4 By

EEZWT -
Definite: MWA. @ 1.7 3. ® 1HBL L, BLOB. O 1. OFTRZZED D
@A D4 8. O1HHLLE, BEXOB. ®5. M 2). IZFFAHEAD 1 DL EOFT
A2 5
FROOH D WIIQETZ L, C. D 1. HDHNT 2. ZBOIEE

Probable: MA. @ 1. 3. ® 1 THHL E, BXOB. D 1. 5. D9 H 4 2L EOFTRZED 5
@A D4."8. D1HEAL L, BEXOB. D5 ®2). I THHEAD 1 DU EB X
6. DFTRLZFRD %
ERROOH D WII@ %=L, D. OERZKZ RIS CTE 55

Definite 38 X ' Probable ®MIZEMH D 17, @i 2, OB L OQDWHE ZWi=4H D
1E 3 ANCARYS 9 5.

I, IO R v

TRREGRHIZ IS &, GFAP ORBMEIC B 7 U A X U U OREHINE L 1= 533G
FRIEMRHRAIE LT O E SN TS, MR L~V CIEsE 3 it 7 = 2805
HEHKITH A ceftriaxone® R Y 7= ) —/VFHD 1 D TH A curcumin® OHLENH 5. 5
N T AR TIPUREMIRIRO U F 07 AOFMERHE S TWD 2. 72721, 1BFEEA
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