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PR BOR M BEKIE I TN O DRBNZENTVE TR, 2D TR
F 1 72 RS BROR I BR 2R K & McLeod JEE#E T3, & DL, Huntington
JFFEAERY Huntington disease-like 2 O ERIL G IR AEMEIE /0 &6 Z ORI
FNET, RMMIZHBARMER 2GR, RPN EEER 2 e T2
AREEEB) 2RO E T, ABR M EKEEEE 3 L O McLeod JEMEREIZRI LTI,
RO L 72 5B TR LNCINTEY , ZWAELHER D Lo
TWET, DRETOEFHATIIRETH 100 AREDOEFN R ST
WET, FERIIABT, BRELRfiFo TWEEA,

— )7, MRREROERIIRESEZ L TWET, Ul EREE L TO
WRFEFZE L L TITOAVTUVE L7, SRR 26 4RI THEER O B 23T 2 B
HICET AIEE) (EERE) HIE SN TEIRIEIC X 2R EBROXT S & 72
LR BITFREER & PN D 2 &2 0 . ARRAA R ILERSE & U CAHBRIR I
KRR & McLeod SEMRRE & FEEHER O RIEE & SN TWET,

2O & RIS EHRMER B E BRI E R (R MR B BUR MR $3E)
[ 2 PR JB AR 30 1T 2 AR RVFH A28 ) BE I, AR A BIR I ERSE D 2
WOFGIEEFRTHZ LITLE L,

JE VS R PR B AR 7 B OB A S TR IZ R B, BEOE I A
ECHREEZERLCTHEHEE L, HEOEIAD TS L ET, 5
HED TN F o b s KO R R ML ERE B s - BE O 2 e dt. 19K -
WEFREENS (FESaRE BR)II—T)) THRETEE, b2, W%
BECHRE L TIER L £ LT,

B, hurt ) TR ER EICONWTIE, [ UMM ER L %
L7 INsyFUo bR EE =10 JWREDZOHIZ—Ver2) bBRIEE
72y & vk 9 (http://plaza.umin.ac.jp/neuro2/huntington.pdf) .
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LHth. BIRDUGTRRZEWAA RTA4 OEKR. £z, BEIASLIFEE, it
EEOHESADTZOD DREOFLIE | REDERBRHTHI L2 TEL
TWET, ZOF5EN, NEOHMELED, BDIFECKHEBITENENDZ &
WL TBETLET,
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1. fREERFRMERIEICDULNT
1) EAPRAFMERE & (&2

R A BRI ERJE (Neuroacanthocytosis) & 13, FHRRAEIR & A BRI ERE &
FEFRF ORISR L TRFENITERN SN HETH S, FEHRAIZIE 1968 4F
Levine 575, FEEES) & G0HUE. 248, M7 & OBk & 72t RORS A 7 ) JiE {5
& A BRAR M ERIE & S 9 RE & L CRes L Y. [RI4EIC Critchley B & A BlR I
BROE, BEHOEB S L O, TADARIEL BN R LR R @G LY,
IO OW|ELIE, AR M ERSE & G R IR 2 k4B & LT, Levine-
Critchley syndrome & % VX Neuroacanthocytosis & V9 % BB &N EE LT,

PRREA BR ML ERE | X P EB) 72 C O AN EEER A 2T 28 L 2SR VWD
2K END (R 1D, RICTFT LI ITAMEEER 27 L, BRSO
72 & D RMMILJERE DRI 2 A U D RED 2 < 13 A R ML ER 2 595 (chorea-
acanthocytosis; ChAc) & McLeod JiE % ¥ (McLeod syndrome; MLS) T&H %5, A
bR EE) 2 2 S 72 WS L Tid, B Y AR A I JE (abetalipoproteinemia;
ABL) : Bassen-Kornzweig syndrome, KB Y 7N [ MLJE (hypobetalipoproteinemia)
DET HND,

SCHR

1) Rovito DA, Pirone FJ. Acanthrocytosis associated with schizophrenia. Am J
Psychiatry. 1963; 120 (2): 182-185.

2) Levine IM, et al. Hereditary neurological disease with acanthocytosis: A new
syndrome. Arch Neurol. 1968; 19 (4): 403-409.

3) Critchley EM, et al. Acanthocytosis and neurological disorder without
betalipoproteinemia. Arch Neurol. 1968; 18 (2): 134-140.



# 1. A BRI ERIE (Neuroacanthocytosis) O 43 %8

TEFNEIR (movement disorder) & 235 & D

TN RIS AZ 2 A2 IR (TP ERE) WREL T (GBASFED ) EIrJE K
A IRIR BRSPS (chorea-acanthocytosis) VPS134 (chorein) (GEZ/SERUNEAC S (R
McLeod JE@#E (McLeod syndrome) XK (XK protein) eSS B
Huntington 73 $8JE (Huntington disease-like 2) JPH3 (junctophilin-3) Y AR
NV NT RS T—B B AR A PANK?2 (pantothenate kinase 2) QLR BRI
(pantothenate kinase associated neurodegeneration)
HEE)ELR (movement disorder) & £ X721 D

U RE HEIKT & ok e MR Bin+ (BIsFEY) BInE A
R Y AR HIMYE (abetalipoproteinemia; ABL) MTTP YR AR S MRS
(Bassen-Kornzweig syndrome) (microsomal triglyceride transfer protein)

KBV AE H IMAE (hypobetalipoproteinemia) APOB (apolipoprotein B) /SR UNZA S LR




2) fEEMAKMERKEIXZED SVDEEMN?

FRREA TR MLERIE I D W CER DS ENC 31T 5 5EM 0 i Fai A 1T T i T
NS, AR R ML ER 2B 55 (chorea-acanthocytosis; ChAc) 1Z., Fe A3 E O H A 1T
100 AFREE, Bl 111 EHEE ST D, BIfEE TR T 200 filiE &0
JEFIRAE N SR TWD, ZOH D 100 FILL IR S OEFITH Y, H
RITIEZ < OF PR MERBHHEBENFETH B2 0TS Y, McLeod
JEHE (McLeod syndrome; MLS) 1%, FEFIZHi 72 E T, T ET 1994 F D
WELR 10 BB OHREDNHA LN TVDHIZEBE R, MLS b L < (X Kmod #T
JRRE T Kell OFIUTIE T 2525, HAAN 1616 T AD 5 H, 182 AT Kell
ORBLOIK T 2R 72 Y, ChAc ITEREERLEBRERTH Y Bl L bic
FIET 5, —F . MLS IZEMEAMBREERNTH D72, BHEEENITLALL
b,

SCHR

1) PAHEZ, i SRREREEE (25 2 i) — T O OMRIKRE 2 & o T — &M%
PR BEAAN SRR R AR RIEE) 2 & & 2R FREOEENE G AE AR M
ERZE P (Chorea-acanthocytosis). H AR . 2014; 173-177.

2) HERETE it o & — http://www.nanbyou.or.jp/entry/4051

3) TaniY, et al. McLeod Syndrome: A Perspective from Japanese Blood Centers.
In: Neuroacanthocytosis Syndromes II (v. 2). Berlin/Heidelberg: Springer-
Verlag; 2008; 143-150.



3) MIEHE IR MBKIE DR
(1) ESVSERMNHEMN?

A BRI ER 28 B )5 (chorea-acanthocytosis; ChAc) & McLeod JiE % #f (McLeod
syndrome; MLS) (3R ML.OF AR MERIE (1) SFFHRRERE 235 (#£2),
R I, EEER, REMER, BRAEER E N dH D Y, 2 T
DHfbiL, FEMITREZ SR I N0,

EEENER I TN EEE) & R RS & 23D D, AR IER) T B A
B OBPEIHOC A =T Fv 7T, BEV A M=713 ChAc IZFFHK
HIRiER TdH 5D *Y, ChAc TIHNHFE YA L =7 2 EORBEEERIC LY HIK
JiE (X 2) ZF8 0 2 Z L% W3, MLS TIXHEBIEIIM TH H, O, ChAc
TIEAEORFER, b LIIEFICLDHETEES LV, Rl CldE
RIZAELCDEB DA =T B NHAMBATESERBATE N 6 b, T DR
#YA F =7 1L ChAc DFHETH 22, MLS To#E L H 2 Y, WK T E
O FEEER) /) A M =T A%< BIRFHCHEST M H 5, FENES) T
Huntington /i L ¥V . X VIEMZIZH B 58 mNH 5,

WA L B IR MR R E 2R U, BERCSTIEIEOE S L <ITHEKT L, 7 b
TFUoxFT—EBO LA L WERIZEED D03, ChAc O AR TR EZE L
R L, BERAERTIICS HIEMEELIIR CTH D, MLS DK 6 FNTLHE%
%, ChAc TILOFHIEDIIE I T 525, JLIRALLARAE DA OF ] &
EhTN5 Y,

FEFRER XM R B & B IT R T, B, s8Ik, 5 27 EDiEss LR,
SR8 EARKIEROIEREZRO L ZENH Y, o, HERIERS N—Y
FU T o B, BB TERRAEZ: E ORISREREL S b H D 0T,

SR

1) Rz, Ml AEREREE (25 2 L) — T OMOMRIRE 25 O T 2%
P MERANIE SRR R A EEB A T & T DR R BEGEEAE R A BR .
ERZEMKIP (chorea-acanthocytosis). H AN K . 2014; 173-177.

2) Danek A, et al. Neuroacanthocytosis: new developments in a neglected group of
dementing disorders. J Neurol Sci. 2005; 229-230: 171-186.

3) Walker R, et al. Management of Neuroacanthocytosis Syndromes. Tremor Other
Hyperkinet Mov. 2015; 5: 346.

4) Chauveau M, et al., Head drops are also observed in McLeod syndrome. Mov



5)

6)

7)

Disord. 2011; 26(8): 1562-1563.

Kageyama Y, et al. A new phenotype of chorea-acanthocytosis with dilated
cardiomyopathy and myopathy. Mov Disord. 2007; 22(11): 1669-1670.

Ichiba M, et al. Clinical and molecular genetic assessment of a chorea-
acanthocytosis pedigree. J Neurol Sci. 2007; 263(1-2): 124-132.

Ueno S, et al. The gene encoding a newly discovered protein, chorein, is mutated

in chorea-acanthocytosis. Nat Genet. 2001; 28(2): 121-122.



£ 2. PEREA PR ML ERIE DR A AT R & BRI IR

B ChAc IZFHLGANDHEE (%) MLS IZRHILDHE (%)
N=20 B 11, 4t 9 N=22 (26154 )
Kell HLisE 8K T 0 100
CK k& 85 100
LDH b5 75 91
AST b5 57 33
ALT |5 50 33
v GT E&H- 17 33
NT R T ERT 100 80
JIL e 22 38
JHF IR 11 42
LA E 0* 65
e B 5 e s S Y 2 90 90
B/ ESRERS 85 62
(VAL 54 65
il AR R 0 80
R AERR - AR 100 64
e 0 14
R EE X - AR R 67 79
THEARE AR T 13 40
TAMAFELE 42 50
FEARE AR 60 83
AR RE A AL 73 54
S I T 85 94
VA R=T 50 38
PR 1] 0D 18 38l 2 90 86
RNHEEFE A 62 58
A0 E O B IRIE 40 8
b 88 77
e T~ 62 10
IR—F Y UHENR 32 19

* A HEBRIL O AIE & 5 ChAc DIERIRE MR -7 7,
Xk 2) K5It



X 1

X 2

A IR . BR B AR D AR ML ER oD A= AR EE - BN 5
AR ER %2 2 HGRD D,

AR IR R B 0 BWUE CCER7) LV 5IH)
Mg, HICHBIEIC X 28T HORANR Z ZH80 5,



(2) BEFEWIE? FTEAORERTHRESASVORIZITH?

3 TN A IR I ERZE K9 (chorea-acanthocytosis; ChAc) DF2WI s DU 7= 27

K DFIEAERH T 30 £ 7% (18 ~497% ) Th o7z, WKBOHOME %
GWh L, ChAc X 8D IIERC, 62 MIIEDHE L H D Y, ChAc TlLiED
TERNTAEMHIERC TADARIER AT THZ L H D I Wb AIRIEIR,
FIERERITIZE T, F—ZR S L IEFR—F 2N LBEHIZB VT SRR E
WERIRDENEL D, BROBETH L R OBEIIH G TR,

77 1-HJIZ McLeod JiE & (McLeod syndrome; MLS) O Z Wi 23D 7= 22 4 D

TEIEERNIT Y 51 £ 1275 (27T ~725% ) Tho7l=”, 3 312 MLS OYIZEIER
BEE 2o O,

SCHR

)]

2)

3)
4)

5)

6)

Tomiyasu A, et al. Novel pathogenic mutations and copy number variations in
the VPS13A4 gene in patients with chorea-acanthocytosis. Am J Med Genet B
Neuropsychiatr Genet. 2011; 156B (5): 620-631.

Tison F. The Differential Diagnosis of Neuroacanthocytosis: An Overview In:
Neuroacanthocytosis Syndromes. Berlin/Heidelberg: Springer-Verlag; 2004; 15-
20.

Jung HH. Neuroacanthocytosis syndromes. Orphanet J Rare Dis. 2011; 6 (1): 68.
Ueno S, et al. Chorea-Acanthocytosis with the Ehime-Deletion Mutation, In:
Neuroacanthocytosis Syndromes. Berlin/Heidelberg: Springer-Verlag; 2004; 39-
43.

Danek A, et al. McLeod neuroacanthocytosis: genotype and phenotype, Ann
Neurol. 2001; 50 (6): 755-764.

Jung HH. McLeod Syndrome: A Clinical Review In: Neuroacanthocytosis
Syndromes. Berlin/Heidelberg: Springer-Verlag; 2004; 45-53.



% 3. McLeod SEMEREDHIFEIR

AR S L < I3E R B (BE R YA (4 ln R PR )
Kell Huizc B 23% (8) n.a.

HEENE AR 31%  (11) 37.6 (18-57)

FEAE IR 20% (7) 33.3 (25-51)
TANABIE 20% (7) 42.1 (22-61)

2k / R T 3% (1) 26

DFHIE 3% (1) 40

JFF I e 6% (2) 21; 34

*HFRRBE AR LT ERNE 21 F & 34 FIRRIED 2 D I

ICHER 6) LV 5l ek



(3) fHIEEMRIRMMEKE D FRESES DT 2

A R JR I ER 2 5955 (chorea-acanthocytosis; ChAc) & McLeod JE#E (McLeod
syndrome; MLS) O /REE IEE OSEFE 2 3K 4 1R d Y,

ChAc DO ARFEEEB)Z, BUREYITITR A RN B9 2 DU AR i oD 2 [ )
EFANEVAR=TTHD Y, MLS b ChAc & FABRICHE » 2 @EBER 2 2 5
%2,

BREOBIZALND ENEHTHEVA F=T7 0K E, KEIL ChAc R
<BEDOEDIERTHLN Y, FERINTIER, HEVA F=TIZ Lo TAYI G
NDHDZRET D0, HEROERHLME, BMEMRIZH LIATe X 512
WTTo6ZLbdHsd, HEVAIN=TROAE - FOLFRICLVHEEREL AL
N5,

R HIZ A DD IR Y X =7 (% ChAc IZFHBIITH 5, Y A
F=TRHLATYH, BETLHZ LI TH D,

SCHK

1) Danek A, et al. Neuroacanthocytosis: new developments in a neglected group of
dementing disorders. J Neurol Sci. 2005; 229-230: 171-186.

2) Walker RH. Untangling the Thorns: Advances in the Neuroacanthocytosis
Syndromes. J Mov Disord. 2015; 8 (2): 41-54.

3) Gooneratne IK, et al. Teaching video neuroimages: orofacial dyskinesia and oral
ulceration due to involuntary biting in neuroacanthocytosis, Neurology. 2014; 82
(8): €70.



K4, MHEA MR MERLE TH 55 RNEEEE)

ChAc IZRONT-HE (%) MLS IZR OIV-HEE (%)

P Ne20 B 1L LMEO Ne22( RfIEH)
P ik T ) 85 94
A =T 50 38
A 1] 0D 11 3] 3 By 90 86
RhEEIE 62 58
R0 E O H RE 40 8
el 88 77
e P 62 10
PR—=% Y ER 32 19

R 1) &0 51 s



(4) FEHRMIRIMEKE O FFHERDRFEIE?

A W IR M BR ZE 5953 (chorea-acanthocytosis; ChAc) & McLeod JiE £ % (McLeod
syndrome; MLS) DA IR B9~ 2 JEME OBEE 2 £ 5 1TR L7z Y, MiRA
B ML ERAE O REMIE R IZ Z G 120725 Yy K< A DD EMERIZIEL, TiEE
W #9 DIEIR, A RFMIERIEIR, S—Y T U T 1 24k, TAABERE
RRRER . FRAEREREE 23 5, ChAc @ 60%, MLS D 80% LA Tl & 2D f
FRER 2 B L2, AERERIC AL, BT U CRMER DS BT 2 2 L 6 H D
T AMAFELEIX ChAe D 40% L, MLS 0 50% (24 Hivd 2,

(a) FRIBIEIR

Hg%@#%( CiBIER 2R D L b, miBER & LTI, Pai.
A DAL BB ENRSH D Y, A fﬂk IRBHEBENZ LWGAE L L,
[ ?Ti'& BT ARG H D Y, ChAcIZ% < A b D ABIED —HIX5Ea

T XDAEEREZ LN TND Y,
(b) #19 DIER

R A B ML ERAE O 40 5 DIERITEBIZ L 2 — %k MEo b o & D EEEICRH
L0DEHIBINZ EVFEREIND ZRMED S D& D 5,

(c) e RFVIERRIER

SIRECHEE A8 e & DR A R FRIEARAE R DS A R L BRE CHIBT 2 7,
(d) TAMNA

ChAc D TANAFIEIZ, WIFERTHLZ L bdH V| JEFIZ K > TTFE
PEICHIBEEE CADA LB SN TVWAZ v d D Y, . 2B EE2ETS
MO0 ST A A D IR D AR b R s T 2 T, RRIRREE
REVREEPBIET 5222230, TN AMERIEO TS S E X %j’b‘(b\
% 'y MLS [ZHBIC X2 FREE 25 7,

SCHR

1) Sano A. Psychiatric Morbidity in Neuroacanthocytosis. In: Neuroacanthocytosis
Syndromes II (v. 2). Berlin/Heidelberg: Springer-Verlag; 2008: 225-230.

2) Danek A, et al. Neuroacanthocytosis: new developments in a neglected group of
dementing disorders. J Neurol Sci. 2005; 229-230: 171-186.

3) Walker RH. Untangling the Thorns: Advances in the Neuroacanthocytosis
Syndromes. J] Mov Disord. 2015; 8 (2): 41-54.

4) Walterfang M, et al. The neuropsychiatry of neuroacanthocytosis syndromes.



5)

6)

7

8)

9)

Neurosci Biobehav Rev 2011; 35: 1275-1283.

Ichiba M, et al. Clinical and molecular genetic assessment of a chorea-
acanthocytosis pedigree. J Neurol Sci.2007; 263 (1-2): 124-132.

Walker RH, et al. Self-mutilation in chorea-acanthocytosis: Manifestation of
movement disorder or psychopathology? Mov Disord. 2006; 21 (12): 2268-2269.
Balhara Y, et al. Neuroacanthocytosis: presenting with depression. J
Neuropsychiatry Clin Neurosci. 2006; 18 (3): 426.

Al-Asmi A, et al. Familial temporal lobe epilepsy as a presenting feature of
choreoacanthocytosis. Epilepsia. 2005; 46 (8): 1256-1263.

Benninger F, et, al. Seizures as presenting and prominent symptom in chorea-
acanthocytosis with ¢.2343del VPS13A4 gene mutation. Epilepsia. 2016; 57(4):
549-556.

10) Baeza AV, et al. Chorea-Acanthocytosis. In: GeneReviews® [Internet]. Seattle

(WA): University of Washington, 1993-2017.

11) Scheid R, et al. Development of mesial temporal lobe epilepsy in chorea-

acanthocytosis. Neurology. 2009; 73 (17): 1419-1422.

12) Jung HH, et al. McLeod Neuroacanthocytosis Syndrome. In: GeneReviews®

[Internet]. Seattle (WA): University of Washington, 1993-2017.

# 5. tREA BIR MLERIE T A & 4 25 KR O SR

ChAC IZR.LNAHEE (%) MLS IZRLIDHEE (%)

P N=20 ( 5% 11, % 9) N=22 (&f15%)
(TREEIEIN 60 83
IR REZE AL 73 54
NREE T 62 58
HIRRCE O B BUE 40 8
TANPATIE 42 50

3CHK 1,2) &0 5l RS



(5) FHMIRMMEKAE DRI REIEE DFFHIE 2

AR JR M BR 2 7595 (chorea- acanthocyt051s ChAc) TIX 70% VL E. McLeod JiE
{5 #E (McLeod syndrome; MLS) TIE 50% LU EICFREEZ D 5 Y, MLS &t
;LT ChAc 2SR REIE E 2ok L9 <0 K0 A TSR T2 2 L,
fitk OFFHIELR & b H 7R @@%ﬁfh@”%’)@r’ﬁm) % Y, MLS TlX, Z¥7IRiE
RE2RBOTDBEITHEIZ RE T HRBEE ORE 2R L, Tﬁ@]foﬁﬁ RS,
EEIE S <. ATEERREE R 2B O TIEMI AR E STV D *ﬂaﬁx;ﬁﬂiﬁ:\
MERSE D FEFIRESER I, B AR ELT M Al EH E A Re P 75’.‘:’.25(')7’_& PR RSN
SESER 2 295 7,

SCHR

1) Danek A, et al. Neuroacanthocytosis: new developments in a neglected group of
dementing disorders. J Neurol Sci. 2005; 229-230: 171-186.

2) Zeman A, et al. McLeod syndrome: life-long neuropsychiatric disorder due to a
novel mutation of the XK gene. Psychiatr Genet. 2005; 15 (4): 291-293.

3) Ichiba M, et al. Clinical and molecular genetic assessment of a chorea-

acanthocytosis pedigree. J Neurol Sci. 2007; 263(1-2): 124-132.



4) BRFMBRERLRK. McLeod FEIEEE & Huntington fBIZE ZAGES M ?

A R R i BR 2% B 953 (chorea-acanthocytosis; ChAc), McLeod JiE % #f (McLeod
syndrome; MLS) & Huntington %5 (Huntington Disease; HD) D& (xR & F 5
e % £ 6 12”7,

ChAc 1% 9 FY K ERE 21.1 > VPSI3A &5 T DORSRETE LS B ANHIN T &
D, WROEREEERERE EDHEBTHD Y, T OOREE O MBI IR
KETHLZENFIEAETHY, BELFRUFRELZET D Z LI TH
Th D, MLS 1L, X K L XK Bin OB ERERNFEKNTH D72
LB E L DY, ZOEOEREDIZE A ENBETH 2050 Lt
BlOHwE S o5, HD 1T 4 FGeiaEhi 16.3 LD HIT Binf DT 7 V11
FETAHCAG Y E— 36 MU EICEFHMETAZZENHEAO ) Ly
FUE—NME/RY ZLEIIFETHD Y, MIEMEERNFERTHY, &
KB ELREREZ EDERTHL, ZOEDF RN TIEAIRIZIBWNT
BLICEHOOLTEENRET HRREMELSH D, BIEFEILZCAG Y v— Mk
WFEB LY B — R WIE EBFERIE & e 0 e b HIEL T 5, ATEARIC
BWTCAG Y BE— "RHIET A2 3% <, HREZRL & HIET 5 RBUE
EHREZROLT-0, BT THT LEWEN —ZET, FOLFN LY EET
DT ENZN,

AR M ERE 12— P9I 1 HD X R S 72, MLS Tl iR M BRIE 2R i
Kell FUROHENE LK F L TW5 2, ChAc=° HD TIXIEH ThH 5 7,

RAYFFEFESE X ChAc & MLS (S Hiv, TEREBIESCH 2895 o7,

%A LS I A /3F —IE ChAc & MLS IZ /L b, Mi%EHR e 4 CK A%
R D, MLS TIIBRBARIEICE D Z £ % 528 ChAc TlETH 5 7,

ATH$RERE 513 ChAc =2 MLS |2 LIE LITERD . FFEIZ MLS 1220 7,

B R ORE MR E OB B HELIT 2 O ChAc 13 HIKSE A Z 0 A3
MLS X° HD TiZ#i Tdh 5, “Head drops” & MR 5 FEZLICAE U D SEE OB

JEh & RO JE H X ChAc DR TH 573, MLS =° HD (8T b [A4
DARGEEES) 24 CIIEFOHE N H 5 >, ChAc, MLS, HD W o B
[ZBWTHRFFRERITI O DSER, iBER, A KIERERZR &2 27
HZENBHY ., ULIEUIEEEERICHIT T2 2 083825 0, DAHEIT A
(ZIEMLS @ 2/3 IZH BN LHIEIRTH YD . ChAc (23 Td 2 5 ChAc IZHLE
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FEJE A i 8-62 27-72 4-74
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BYRKZ L /XZITIEH TH 5,
M CKED ERZFRD D Z &L,
E%MM%&T?%%F@%% k%&g®%£@%%%%®é

BEFIRRA « VPS134 &6 T\ B 2 3

:ﬁmi IEZ1 :/)’(@fﬁgﬂﬁﬂfﬂf%é

JEBEIEEERIR - NEERK . IRRME BRI . i A

SRANPE R« BURSE A 3K uié@%ﬁ‘@‘/%%*‘/7\ Z D Ath D FAE
VAXRUT

R A - Wilson 975, TEEUE



DI IR« BREZ R B BV A (A ZEH)E (DRPLA). Huntington J7
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2) DA - (K - RO ERES 2780 5,
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4) EERIRZE O RERNPERINATEETH 5,

2) MLS
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1) SRR E & 5,
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5) fnkEE (USRS ) 2589 5,
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NHFERTO, REEERA~AT o ESGHICLLR O bW —20HE Y
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INIFDINBIRNT — AZB N T 2 B — A H (copy number variation) fiEAT 12
EoT, RERRXELAERDHREIN, BE~T oA EREZ RO L
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(b) McLeod JEfERE (McLeod syndrome; MLS)

MLS O K#E 5 71 XK @577 L HEaEEEXE* 255, K&/
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PRERA R R ML ERSE L2 DWW T OMFHE 72 <. Huntington 5 0 % 58 8 (2 %9
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LR L OEO VA =7 CE|BEEENIZ X L TOIREK
[1] HEWFRIE
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7 k7 XF ¥ 21X Huntington J7 235 O REEEEEN IS 3T 21K & L
T O BRI IS STV DA TH D03, WES TIARRA B M BRIE O
AEEEHHICHHEH SN TWSD, L, ZhRELTITZ LY,



(5) & DA D FEYy L

PR MR M BRIE 2% L CofE A Lzflik, 7 v E XA % 0.25mg/
BB L, 5D 0 THEE LN LEET 5 HFiERHESh TS Y,
Flo. RV I XZFEBITO DD D,

[2] FEEMRIE
(1) XA "H—F, XA ~hTavr

PR A R R BRI, RF IS A R R i EK 2 B 59 (chorea-acanthocytosis;
ChAc) TIEHAED T A F=TIZ L A E, WE, & 58 HUA #E-OE FE
ENHLOLND, A M T —FNEFEBIEZ SHRTHEHINS7Z1T TR
VRN v 7 8 UTUERBERT 2F 035 5 ™7,

(2) BHTZRHES RIS 15 (DBS)

PERET Y A h =TIk LT DBS IR TH - = HEFITR 5N 5
N0 RS R E SRS E R IS L IR TId e otz &b Y,
ChAc IZBITF H @ A b =T 1% LT, MR RIS O ff R 46 BL L (&
WOEFI TR DI TV D, EBPERF TIX, mRER O B8 A (R i o2
AR=T 2B L, R LER O E SND Y, WA ERPNR O ki
HRNERIEORERIZ OV T, HEICL VLY THD 7,

(3) Z Dfth D> RPER L

PR A BRI BRE O R B EENTBE OIRKR L 720 55, 2D,
ArED U <M T i E S E OJR IR & 720 | BEDOIFETIRE &
nHZEbdDH, INHLOBIEEZERNE LT, ~y FEXTOEH, T2
DORREEEENC K HIMEN IR BTy RifitE: EAi7e & TR#EZ T 5,
2. BEARSMIBIE IR I % L T DR

i AR A1 B R VA R A R R 1 BROE 0 TE B E R O TR AN HBL L
Huntington J% TR ZEMEDOEIT 2 RIE L TV D & Fhit TV L EIER 2
B FEFIRDEIT L CECOLBND EEbhTns ), T~ x oy
AR A R ML BRAE D BATIREEICR L TR Th o7 LW o &I d
DR VAR RN L TTESESENL LIFENEEbhTEY,
ZOZEEFTT T AFBETOMBREENEE TNDLZ EETRBLTND
DTIERNIEZ BRI TUWS P, Parkinson J5 (2% L TT 40 5 M
VIO E T A AR R (L BRE oD SR SR SER IR L TR RIT R e o

- 8)

— o

3. F v ZIEARITK L COIRE



L L LCIRLR_F T8 L (500mg/ A ) 07 =F 7 E VAR
M THoTZEWVNIRENRDH D, JEFREDLTHD Y,
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3) FMERICHT HBEEIESTEHMN?

L 015 IR DI DN T

WL S AR A BROR ML EROE 2 6f G2 & U 72 B R AR BR A 1L A, JEBITER A &
LT, #19 25ERICK LT SSRI, SNRI, I LZH 7 EDHEH Y S3D
EANHERE SN TWD, ZBRRPL D IO U AER DGR RE R 2
X, Nz CEEGED A LEET AN D Vind, SRR D%
FHERE X LTV R, D Dl oW T ERER O ERIC ) LT O N
MHETH Y | EENEIROFBOAR N DR OR35S FFRIEN A
HThs 2,

2. FRIASEIR DIRPEIZ DOV T

PR AR BRI TIEAMER 2 B LS H 8% <, ko b= 1E#tk
DIBFEEPHER SN TE Y, SHEOREZREHMICHZ> THELT S 2
ENHD Y, Fio, EBEER &S SR E R L ZERNICK LT SSRI O v H
777 A (40mg/ A ) | FEEMPUEMHIFIKO 7 =F 7 2 (600mg/ H ) 213G %)
ThHDHEORENHDIN, 72T 7 ENIRREISII THY, A TIET A
vERT T ARRFES TS Y,

3. LIRZEA R E DREMIRIEIR DIF I DUV T

FIPEOWEF LN <, xR PURE IR SRS L 2 MO ME S HUL 1,
ZOHTHERMPUEMBEE I A mRY R—b, 7T o<l OHE,
HEEBPREHFRE TIIA T VP00 2 RUofENRZ N, 72720
HEYERITHE T 5 2 LBV UBMREOHENGEHAEL VLT NI &
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(2] (3) Z DM ORHERIEL SR I NV ), SLICHITT D EERZE Y Ok
fELpoTL b, KEEBFELRLOT I MEEBABEZ 5, BT TH
RAEDOKER ERNETH D,
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BRIMAEEICITOZE L1 2OFHETHD, TNTHRAONL 4570
B —%ERTLHZEIREE - T D0, HEEHKLERED 1oL
%, Flo, OEREEEB O ORERFOKELIRT T 5, SiElET L
XD NEYT—va roMis, EFFFESXTER. XY ar ol
DAERRZERH 5,

SCHR

1) Ichiba M, et al. Clinical and molecular genetic assessment of a chorea-

acanthocytosis pedigree. J Neurol Sci. 2007; 263 (1-2): 124-132.



5. HEBEMRFOLEKEOHARICOVT (RELERDA DXL SEDOERE)
1) EARAFMIKE TEKOHEAEITANEZ >TLNEMN?

A WK IR 1 EK 2% B 5 (chorea-acanthocytosis; ChAc) 1, 9 FY AR E B £ o
VPS134 AR T 12 K 5815 T WY chorein DFERETLI AR TdH 5 2, 4f
IR B PRI IR, B - O3 IR IR A e v il i & 77U A — 2 A 380,
i CTlEd 2 DEFNZ L - TIFBREEME LR O 5, FHE MRI B4R T 6 BIRIZEH
R ZEME 3 9 < R B 4L, Huntington 75O O EFHEL L TW 2523, Ml
MEZ RS2 T Y,

McLeod JiE B #f (McLeod syndrome; MLS) Tld. X YR o XK &=
FAEBIZ XV RMEREREIZFIET S XK Z 37 B3R L, Kell HrJR 0%
BAFERIK T L, ABORMERR A DD Y, KM Tl K, FRcRIR
RS I, MO & 7Y A= ANRHB 65, BHE MRI HE[f T
FERE D Zfe & RIMECE DZFEME., RKIMABERAEZ 7D 205, EARZR EFRE
KB 700 BT LT 72 0,

ik

1) Rampoldi L, et al. A conserved sorting-associated protein is mutant in chorea-
acanthocytosis. Nat Genet. 2001 ; 28 (2): 119-120.

2) Ueno S, et al. The gene encoding a newly discovered protein, chorein, is mutated
in chorea-acanthocytosis. Nat Genet. 2001 ; 28 (2): 121-122.

3) Ho M, et al. Isolation of the gene for McLeod syndrome that encodes a novel
membrane transport protein. Cell. 1994; 77 (6): 869-880.

4) [EASET, M. FREREBREE (52 ) - TOMOMRIREZ Z O T - A
PR RO SRR AR RN EER) 2 T &3 D KA BEEOEB)E B HE McLeod
JEMREE HAERPR . 2014 p. 178-180.



2) MRAMFMIKEDECFEREXHEMREICEERT 52507
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FEA T =X LIZB L Cik, 5-4) IHE Th5%,

McLeod JEBREEFE Tld, X K Lo XK BinFARICLY | FEEF28
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3) chorein & XK 2 /4 (FfAE LTLZDHN?

VPS134 S 15FFEW) T d % chorein (X, 3,174 @D 7 I / R THRERK S 4L, €
D4y 113K 360kDa & A S TS Y, chorein 1X, R A A U HEL LT
N Ul & O BEAERA % 2 5415 coiled coil region % 2 7 AT, N 5ih 56
C Ul T TH /N7 HHAAEHICE D 5 & S5 TPR(tetratrico-peptide repeat)
RAALZ10 rETA L, 0K Coin & 0T/ MafRik R & o X7 g o st
i& VPSAP(vacuolar protein sorting associated protein), & H(Z C &gllA— K7 7
U—EHETH ATG C KAA &2 627 HEERRECHH Tl chorein & FH
AMEE & DX NI EOMEN RSN TEY, TN DREERKEZME ST
MFFEIC AU, MR NERE DS B H S5 2 & 226 chorein (AT AE PR 2% 12 B
53252 ERRB IS, chorein X, ~ 7 A TIIAN, FE., &7 & Ciligas
(ZHE LRV A58, MoME Tl Tk 7 rY—A I7rY—A
STHEICRGEE Th D Y, Bin AR NIRRT T L~ U AR S
NTEY, ~4 707 A ZES5METITET L~ U RTEBIT HEEKRT
gephyrin X°> GABA , &2 &Ky 2 subunit O R BLHI NN R 40, GABA = & KB H#
Z R EDBENRSNTND Y, E 7RI IZ 350 T chorein 13 =L
TRV AN D dense core vesicle & 3L fFTE L, dopamine S HiHE & DB
HERENTWD Y, & 51T chorein XA E 4% T 5P -actin <°p -adducin &
FEER LTS Y, F7-, chorein 7% BUMfa TIXALAKFE 5 MM AL 5 O
HAAE A EICE < . chorein IE a -tubulin X° HDAC6 & FHA/EMT 5 Z L2k -
THNE DR TEACIZES G- L, chorein 34— b 7 7 U — &2 5% L ALARGE R M
BBE /s B #IE % rescue LTV D AIREMEDNVRIZ X TV 5 ¥, ChAc ZRIMER CTi
EVER Lyn VR L TRV . RIMERIMEICHE A — b7 7V — R 2 151
TS ZEDRRBEN TV Yy AR M BR B Bt R 0 iPS #lfid 23 FRL
A, PRI GABA fEEMEMRIC b S8 5 & MRzl R & By
DIVATRE O | RELEINC ST T AIEMEN EH LTz Y, Foactin 2 E (LA
R Src ¥ —EHEEELHRLGTHZ LT FFAERPEFHLLTEY, 4
HOWRFA~OIEAP ST D 1,

XK BARFRa— T2 XK X o™ 703, 407 X 7 TR S LD
R THD, 10 HOFEEMERZ S > TH YD, RIMERD Kx HUF % ik
5, XK X2 X7 I Kell S 80 LHAREAE L TR, ZOBEAKRN
MHPOHREEZAL TNDEEZX LN TWD, XK Z /37 3072 &2
FHIHBLL TV DA, Kel X TR HMARITITHILL T 7eho72 ™, XK # >
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4) #HBAEMFMEKGE TOMBHRIED A DX LIZALAEESINTNSEMN?

IR ML ERZE B I5 (chorea-acanthocytosis; ChAc) Tld, VPSI34 i&fs 1 DIEE
RN IV BAR T PEW chorein D RINZE 7L, HLT7 R h—V R Z X7
T 5 B-cell lymphoma 2 (BCL-2) % > /37 BBLOWA, 7R F— v AEdE»
VR THD Bax XU NI BB EFE LT EOWENDH Y V. chorein DHLT
A=V AEH~OBEE N RIZ I LTV D, & 512, chorein B ELINHIZ L - T,
I hay RU TR caspase 31EMEA NI, 7R M= ANFEIN
EoHmELH DY,

F— 77 V—EEOKTFH R I, chorein FELINHIZ LV . survival &~
7 F ) v 74y Td 5 phosphatidylinositol-3 kinase DIE A B/ S 25 & O
&5 % Y, phosphatidylinositol 1, [ - fAE K IC L BH T2 2 L h, AR
MERFERE~ DAY KRB I T D P, 72, chorein & > /37 % B 3
B2 ME 2 W 72898 Clk, chorein S8R B T34 — 7 7 U —M»TC
L TR, ARSI S L CTIHIICERT LomELH 5 7,

F7-. ChAc BHE ORIMER CTIXEMER Lyn NER L TR Y, RIMERSLIZ
TWipd— N7 7 V=L T D Z ENRBENTND Y ChAc BEH
S iPS MR N VEAK & 41, medium spiny neuron (20 S5 & AR ZEE {H
R EOHENBRENCAT, HEE ORBENRIBEIND ),

XK BTN — 425 XK Z o373, 44l 7 2/ BT S LD iR
H R THY, 10 HOREBEREZ S > TE Y, FRlLEko Kx HUR % ik
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SINOBEREZH L TND EBX LTS, XK ¥ 237 1307 & 2 g
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JRKEAE T2 LT ET V#E W2 ERICE Y | FHEOMIANRED
LI TWD,
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IRHA RN UA I TRERBADCITEN R | MRREMEEAICEZZR D, A5
D>DIERAE MG AR T DIFEDN RSN TWD Y, B\ TEY TH % chorein D
JREMERCAECZRAT A TN Y, ~ 7 AR ICR L T 7 a T LA &
AW BIn FRIDERIZOWT O A ED b TH Y, ChAc ET /L~ T
ANZHT D gephyrin X° GABA, X BERKDOT v 7L ¥ 2 L—3 3 O REEEN
REEINTND Y, FHE L~V THAEERDSHER SN X VR EIZo
W in vivo TORFHT H4THONTE Y . ChAc ET /L~ U ZADMERIZIIT 5B
-adducin O % /N7 H L~ L TORBLUEALT £ F /L tubulin O Z 37 EH L
AL TORBOER ERRFTSH TN D 9,

McLeod JERE (McLeod syndrome; MLS) TIHRIAEz+TH D Xk, BLW
Kell 72770 NETIN~DRAZHNERT, MRIFEZIRETTN 2 I
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