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T 29 R, ELETIEENRLIRER5 IR TR,

R ARG R —TSEERAE, “IRRBEER T IR <" Rl RE TR Y
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LR F RS ANRIE T S SR IEFRISHT B4, A RGBIRENL,
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LG, ELEHERF FTHEE TIREOITTIRBARENIEM,

T ARTERNRFEE T 10 R4E , (EREWLNBIE )N BexE DI 5
EREIARARNZH KPR THEORS, SR ARERHE il Rk b
NS T EENER, BRSEREERN 5 —REERPITTEVEO
RS, BRifhAE —REEERFITIER TN T EHFEMNE & H Ol
RERITHISH BEES , XRERITTHENRREREA S, RN ZIE
RIESIHBE T LRI —ELTTIER FEE FHERBAREFOKR
DHF LIRS SRR EE REI BRI b RBAR MR TR , X
T TAERIRATF A H T RR O, RS A 200 12 5 sh B9 B U4 140 4%
BANRAREHTF), RAFK LR S DG TG s K AmRE TR,
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40 27, Y5 , Wb VBT A IR L FILIR SR
WEIes R Al i 1 AR R

---------------------------------------------------------------------------------

L — B 5,40 & KRR, /N BROER BN

2. BUF  WrbvEB E SRR R R AR 1 AREA.

3PS BT 2003 4F 3 H T H RS g i BB JE SRR (IR, DA R R Sh
R E L H BN A BT D ™ Sk 18, 75 WA B th sl 7 DABH - e I8 s/ , 3 1 B
TIEARR, BRI B RE, s, FIRERSEEEI I, FRIR/GH 4. 2003 4E 4
ATESNGEZ WA, Jo G A TR AR 2 me, 1K 3 UG SUIRNERE 2 meg, K 3 IREIGYT . IR
255 20 KIE A W TR R AN Sty o (HHAAt i PR AP i n 2 . AR vh G SR L O IO
L B NP EEIR .

4. BRfEsE JOAREK.

. RKIEEFIAN A BH A R RS, S IAR R DA R RERE, PAL L
HERE .

6. RARAGA M, B A32,100—7 % 93 BINFEARSE W S iE AT, B E FIR,
AAERE, T HBEAMA —2 0.5 cmX0. 8 cm [ I, {32 FR , DU 44626 155, T
AR VOB RIS AT IR . VUL 5 S, B F Bl 3 LK F1 52 o o S it g, AL
B BOSCT LK 084, 77 B R 58 B R R A5 A5 Sk« 00 Jhke 3T i e 38 ) AL A b
B AN 25 11 R A R A BB A SV L ERTLAE () B S AE (—) . 58RI R Aa vk, IR
TR . U R 5 S Uk 555 » XU Babinski fIEC—) .

7. B BhAGAE

2004 4F 3 H 18 H—2004 4E 3 H 24 H .

(D (fiLfd 15. 18 pmol /L, Hi %461 0. 585 1E J1 5ify , M 152 19 430 pg/ml,

()L 4HMUTFESE 1 mm/h,

() Il H itk eE, PraEeR i R “ O K2 R H 7 1.

(4) I fig 4= 4. & [F BE 3. 24 mmol/L, H il = f§ 1. 00 mmol/L, & % ¥ JI§ & &
1. 08 mmol/L K EEEHE H 1. 58 mmol/L,# 8 H Al 1. 19g/L, 2k 5% B 0. 71 g/L,

(5) MLVLAG S - K1 PR ZIL S ARl 29 U/ L, NERF A 416 U/ L, UIERE S I T8 13 U/L,
FLRNI S 511U /L,

(6) I FRR 3. 4 mg/dl( § ),

(7) A BE (<1000 B LR BREL AN MOAS A « 38 Jo] B il vhoRRZC 4 5 420 (B 1- D5
ACBE Ji [ 1l Ry H oA DL BRET 4 e, S S L ot HP o i 3 00 (B 1 - 2)

1 o



QO HERGIEERHBIMAT

{
{

B 1-2 BEWKKSNEME A
2004 4¢3 H 25 H—2004 44 H 13 H .

(1) ML LER A 374 U/LCA).

) M EFBEEIEEE 1. 49 mmol/L, XEEEISE 1. 99 mmol/L( { ).

G EEKE4 RAHAIH—4 12 )54 A 13 HIll &% EREEE 2. 03 mmol/L
A R FEIRE A 1. 60 mmol/L(y ).

(4) B A5EE (X 1000 F ML ¥k F BRET 4t o5 726

o 2



FIRTE

8. Rk Ar

(D AL E (EMG) 2 ULBH i 5% .

(2) i 8 g CEEG) 1E %

) LHE(EKG) /R OHAFF(60~83 IK/41) .
(DOFRAB K -F #H(—),

G)BHERAT IHER 8 S T B 75

(6) HBEAN MU~ R A R IEAE HEE BE 4 .
(DRBERAE 1-3),

B1-3 20144F 3 H 8 HMiK MRI: T1.T2.FLAIR &7 XU Ik 25 i £ A8 4, BARAZ Sk 245 (A~
F), T2 = M3 SRR RIS T2 B EE2(C.D).,

(1)38 %/ ik .

(2) LABFJE FEHR FHNE LRI R F4E .

(DA BRI TIE.

(4) SR B L IR IR AL .
G)YFHINHTIBERERT , 3] 2 K iR AR A R (MMSE) 141 22 43

(6) SLRHEEE Hh =R . EIREA B NFEEHEA 1. 58 mmol/L,

WERGERRPIRT Q)
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(CEET =TS

(T ML AUER SRS 416 U/LCA),

(8 Jil [l i F v R £ e 5 420,

(90 LA RE R Bl i A A L JBRET 490 i » L0k FA) B It e P BT 40 M 5 304

(10) fFifisi MRT 75 U000 A 5 05 571 A8 i, AL RS 48, e B K T2 {5 5.

FEEERE RN R AR RSN R E RS EEYNYE NSNS NN T EYENEESEESENESEYEES NS E YN SN EESNUETEREE YN

L. ENLi2 W ot

C1) W R LABF JE 77 IR ISR e AR LK ) AR, 285 iE B it UAE BRI 1, 12 3l
Z JER S W R BRSO THEARSINR BRI S 5E

(OAF NN BEFERE, T FE 1 22,100—7 & 93 BIARE4kZE R Y, MMSE 22 43, fA7E 8 REF
itk o AV T 1 B ST BRIV 1T A

(3) i i MIRT 7 U0 A 2 Fir A Al R R A SR TR 284, e B K T2 {5, @ TREAR
YT P

2. eI W T

HH A B B L » GRS TS I PR LAY S IR LI 42 Ak 0 & o T R e LA S 5
GPE RPN S L B 5E 5 A I AR s AR AR MR 5 LA R M RE L B B g
FYAH I E A BRI i st s 8, O BRAS 2 A B I BR L1 4 o 1 22 , 505 )8
H YR PR A A B AT BB SR . 5 | S SRR AR g Hh L /)N SR i 1 A 5 B
B R W AR B RN T B AR Jis 5 1 5 RS 18 23 M T T R LA 2 K e R TR LA A 2
PR RLT 4N Hu ks 2 5 (CHAC) £ L, S R i PR IR ILAE — B L2 k25 22 L, 5075 1§ CHAC iy ]
REMER

3. %W A

SEUEGTEAS B 338 8 TR 3R] 40 8 G212 1 SR IR T R AR s AP R ZU R PR Z 3 5
FUEEBA AT by >0 SR B9  OLAN S5 B 5 e PRI AT 3 Ay 3o A 1 5 A B I | B A YRS L /)
SRS R URSERR M CHAC % . AHIfF 4 CHAC 2.

IDEE-XE 3PS

BRI AL 30~50 34, 15 EATE D5 % ~10%) . TEAEGLIRTRBLIIAL JE T
SEUEREIZ B, PEF TR BBV G A S PR B A S DR REAIE s (EF A H e o, JUL 24 » IfiL s L
PRV It L LIRSl S m) L BRI =Bty 5 T ey o Jol BT il AN O R LT A0 1% 22 S5 3R . bAh,
LA DB SRR BRAT A AE 8 BRI A2 Bl T RIS e R s
i, CT T, SRR BRET A HuRE LA RRARAL 25 45 0 5, T 3 3 043 IS o LA DK I e Jo 2 4 O =
2 SE R A L T 4 S YR (dpl6. )Y HT CEIEGN 1) JF P BEHESE 4 5 A7 A
ZBM(CAGn =B HFRELEY g ; CHAC R AT 9921, M (CAG) n T & Fr 51| 9848 55 54
A CHAC %51,

2) 58 K M & k8% f 9% (Lesch — Nyhan 444, LNS)

LNS SR AT B e SRIE-T R ARSI A K B eSS e R B REZ At 3~4 1/
NG, HRAT AR A O R, W R R A W 48 A R A — VI AR P . I e bR
O 4



 RERGERROEN O)

H R BRI 75 » PRIR/ NILIRR LU 324 18 o 2L AN  BSCET- 8 40 i % SR A YR B MR Ve 5 WSy 8 PO R MR P %
(HPRT)#B4rsR 58 220t 2 , HPRT [ 5k P 2 7E Xq26 — Xq27, H 90 % 9 LNS B# 7Ei% AN
(1) 9 “FHh B F FA AP AR AR, M TR MG 22 . A HE S0

3L B-FE% & i (Bassen — Kornzweig 5% , BKD)

AR95 g JLHE L A SR I IR AL B A PR s SR IR AR AN B 38 3l A S I 28 R P
FARE MR JUURESE B HE RS TE A 5 T8 2 D RRAE A1, 8 BRI I v A BRZL 40, B 8 P 0 40 M 2 4 [
%o i A¥ BKD.MclLeod £i8E S CHAC R ZMREL UG ZAE R 3 2B, JT FH IR A
FILZEA , MLV LRI U | UUBR I K 1] & PR Ik e F ilg < TEETT A: W 4% e, i 5 CHAC
Y55, (0 BKD A LA BEAR B 1 i 8 AR B 1R A P Ak i eI H il =R T
1o B AR B [ T 5 CHAC %51

4)Mcleod 4 4-4E

ARLRAAEA 2 LUA - UAE IR FORBRZL 40 Mo 3% 22 o0 F 2R B, 5 CHAC WA [R5 an .
O3CHRICEBRBEREAEZ 241, 38 AT IRl S LTk ) B g sl 98z 3h % Z /R B iz 30
O JH FEl#f 29 s @ LHR F » 5 | BURREE I L LR 14 =i s @ CT/MRI /s BAREE B35 E 40
HitE A HIA % CHAC — 2581, HELF L& A5 CHAC X : OQCHAC #3848
K E A YRt e , D BOh P R M3 A% T McLeod ZRA1E R X FEME 1%
QZALEAE R JE B 280 F B ; O L I LA AR B A THELE R A R

5)FE Rk fm e % £ (CHAO)

ARG K BRI E » A BA M5 , IR A  CHAC J& gt (4 PEpe i v . st
05 A A, DB R AR B BN E S Yo ik B g% i T e (HE RO
kA 1 R R A s R R R R, Se b (1 B 2R SRR T BB A7 75 LT UL % 169 5 i o A R
LLANMING 2 MR EIER A 5 DR R DU M SR AR IEI 3R Y fF & H Ak
Fatkiife . Hardie (1991 & 2 1 20 4 80 4£404 & CHAC #y3CHR, & CHAC &5
ZF4 (40 v 22 = 18) , i Hi AT RBJE: X Yt (A 5L PR Bl b AHOC IR 1 Bt 1% . e b, SR
WA DR CHAC [B# RIE . Baisi & ZBOURIRIE A A — A LUF 2L A 4y
fiE: Q-1 E EIRR B Eiz ), VOB K T8RS 80, B AEMEE . @ A B i o] W=>3 06 ) R £L
. OF RBIEW EREAT . @WK ST IAR , TS S AR BT 2% » R ARG Bl 2m 7E
OF NARIREERNE . ©@ZHO T I ERIRIEB S, IR W 6 A B s A% (8 L8O .
@I DIBR AR R w3 . @Ml CT 34l WRAREZESE . @ KA mifl B -JEEHEH .
W% T 20~30 % &9 .

IR |

---------------------------------------------------------------------------------

lllllllllllllllllllllllllllllllllllllllllllllllllllllllllllllllllllllllllllllllll

B ABEF IS TR 0. 2,4 H 3 U HIRNERE 4mg, B H 3 ¥ THRIFE Sme, & H
5 K



atoa,

(CEE T

3UCGHEER E 100 mg, B H 3 U HIHLPYI RS 2 7, R H 3 U AMPYPE 1 mg, BEH 3 WA
7. HBEHS  BYJE TR RS AR 4P 52 WS AE IR SEA G2 , £ IDCAE IR 562 % BT R TR

---------------------------------------------------------------------------------

PRS- WRLT A0 MO8 22 A (CHAC) J&—Fh % UL 1) il 22 A48 P90 » 1968 4F- H Levine I HEiHE
FE LTI B gl G 22 AT AN I A S O R I R . AR T WA, CHAC (1 B for
F 9ql2, Hist fEIEARF G 5 Y AR Btk A% .

CHAC (I R B SR EAE HH T 25~45 % Kk, 5 UUERERIE 2h , fh 2 ke 3 &
ALK ) B, IS Sl 22 DA R G P R A B [ b 2P S LI M 2 R e 2i
HE 5 L% S LI 8 BT U 1 2 R AAE . CHAC %R A: (W SEERE 50, IR 28 1, 7 S A
578 AU A B iz ah B R VUK T 0 LA BCR 3, 505 o A 5 B BT A
%M. {H CHAC W BAMEMEMA B Tz sh i D m#Bris shat £, % %A 3 F W KR
IR » TR A AR Wl B R

CHAC M JCH0RYT . EVESF v RE AR SRUR AR IRV AE . 2 Jié 2 Bt ) AR 96 IR W€ B2 1) 97 8
FEMA— RIS TR EOGAL K HGE B 7T LR, T Eh R AR R TR S R RS
HT 2RI AP IR 2R A X RO

[ RYFETHE]

SIS MR8 & E

(chorea — acanthocytosis, CHAC)

P [CHAC A EIT ] 4

1968 4, Levine %5 1 4o & B — W LABRISAE A A Fia 8 S S [l I A R £ 40 Mo 3 22 R 74k 1Y
B, HFE 8 AN BIUBRIBFEA B Eig g, Foh 13 ATE )& Fl i P t BREZ L0 M, At AR X
R FRT I S RGN . [RI4E, Critchley S5 18— (8 38 BREEFSFEA A 3212 3 Kok
L1 40 MudG ZHEAD B AR A T ISETR BCHISE A BZAE . B0 » SR BRI LAAS FhAS [m] ) 4 PR TE K
K ERKU S H A E WA AR E .

AL H FH ) 2 FRA PEAA BRET A MORE (19 S0 PR 5 JiC 70 A2 P L A A R 4t o ik 1) 12 PR itk A 7
PESREG A BRET A0 HRE 1 LS 4 PSR AT LT 40 3 1 28 P L8 4 T R e W K
TR 2R TR 2T 2 b 2 B e R T s 248, AR KU A — ol 7 iy A o b
BRI » BT 44 R RIS BT 2 i3 £ 45E (chorea — acanthocytosis, CHAC) ,

b [EE] 4

FRPE A 2 BOCHR R IE , A A 205 2, B 3 A CHAC J@ AL Mk, JIr4F
KB CHAC W& IR AL T 9921 ) CHAC SR %48, CHAC i X K, S A 252 —
Fh 5 BeRE R 290 R B . 2002 4FE4-H K 22 ) Dobson — Stone C 4§ 35 AJE[R] FpfE,
0 6



EEr D)

f£ 43 f] CHAC Jeut#% . %f CHAC H L5 B 47 73 a0 1 B AN 1 A P9 5 1 1 R AL 1
HEZ PR Tf  . 7E 39 BlJCuEZ hifie T 57 PR R M RATE K, o 54 FUBHETAMR
TS T RAS G T SCRAE 15, 4 A BRI 22, BYH RURAE 15 [ 2 Bl SCRAE i 1 o3 A
CHAC A,

XA T AP PEEE AR H RIS BG, $8 7 Qe 1A Bt i L 1)
AT RE s ZHOCHRIGE M R IR A s HUR R A, Seub a8 i B AR SR T REA7 76 L1 UL (3% =
s H HUBREL A 2 TR R A E R A 5 DSEAR T Jelib & 58U U S 1 e 55 TR 7
AR AR L . Hardie % (199D KX 1 80 4404 X CHAC f3CHk. Z L CHAC 4%
BT (40:22) , T4 H AT REJE X P A R BRIEARSC R PRI Bllgt 1% . hoh, SOkt A il
ok CHAC B rviE .

YEF 25 3 B, il 1 SCubF SRR T SRR T » X 83 B9 CAE AR SR R AT L% WA A, R B
FCRERRELANM o5 RBEL ARG 2206, oo 15 496, HOGIH4EAL 6 2 B LT it 20505 f] 2 Seub
IZ IR PR FE B AL SR 4 5 Al S UE R 1) S B IR SR IS IIC » 15 A B F A 2R PRI AR
FACRARRS ML $ A A BUARLT A » (ELEC IR 5 3%

b [555 ) <

A PR AL 10 1 ORIV AR A7 IR 05 B O < S 38 L R R A
IS A0, BB - OO AR 128 3 2 45 % /NI 25 40 7 T U o 5
o s KT Za A M AS /NSRS TR M TR AN . @ AR oA 2 DR B2, (T %
e AL /INBL R 25 A D1 - L 2 PO T B2 A LURSES MK K T . QKRB IR
FENG TEBE /N SN R @SSR 0 A0 T B T B R 2 . O
Pl 28K 25 T LA R 4 A S » e 7%t 228 I 7 20 M L5 A0 % B0 285 Y B Wt A 1
SO BT 2 PO A K TR 22 W T U 2

b [FnEL ki ] 4

Bird(1978,1998) jill ¢ CHAC f& # 1y K Mili J2 5T . B IR A% A1 52 4% & B, 4% 24 R i IR T
(GAD)  IHH% 2, 1ot 5% g CCAT) 36 P A BEAR, 171 28 5 i GAD 5 PR, Yebenes Ml & 2 i
CHAC %, K LR R 575 N L EL (DA K HAR = 910820, B85 ) 20 B B 0820 T
RN LS FIRE AR, 28 .y - GABA AKERRK, I 5P ol f B A —3.

 [PET] 4

Brooks 4 (1991 ] PET #a#t % 3, CHAC & i) RARKE 5% UM P 0] T Ja) 388 Jik 1L 97
20 F PG AR AR Fe ) DAD2 ZARE5 6 UL IR 55 3K 18F - DA SR
W ek D 7R BRI AMIER DA RESF 20 DI REREAS . Dubinsky 2 (1989) & BUHTSUIR A N 4
ok AR SR 621

p [IEAR=I] 4
LR A e SR A SRR
AR SRS 8~62 & BREMIIX HUE R ZE T 20~30 X i » H AHE 30~40 % (P
7 K



-------

(CEET T

35 %) B A 50~60 F A KE#H . ZEORBILLE JEA B Fi8 hsk B §EAE AR KAER ; 2
BAFIRAE AR SR U A B 3212 Shie s s A7 AR 02 R i ek .

2. AEFiED)

ZAR AT SRIREEAS B T8 sh AR A% D EAR . £ ZE A L. 1B i 5 AL A e e
UL A B 3328 3 R HREAE . F rT BRI WA 5 s 6 AW I 6 5, R B 2 e T B
i, A BRI B 3R DR B b TR LA A B Fia 3h, F 5 | A E
MR IR U RS R A AR I T . PO K — A T (R LR R R R A
Fizsh, CERGE A BRI T R AR g AR  JULK ) B AL L 43 I AR SR W S & FE R
WA B Eizsh. Mo, DR 1B H T RIS ARG AE .

3. HlzHE

PARS T WS R i WL A AT AR B ORI 5 1 R — SR e T ok . — AR
XA B HIULE sh B 65 (dyskinesia) AUILTK F7 B8 5% [ 547 76 I & A RS B 30040 B
M. BAEAAFEIHEIBUL EEABELS AN AT SRR TG,

4. FEIRFE K AE

25 1/3 1) CHAC B Al B0 & AE » ARG 00 L4 B 5 B B2 R AE (GTCS) A Z W,
e R T390 A 5 A3 081 P i b, T B R B o (BB SR AR A A, 3B 4 R R nT B BE 0 3.8 Bk
T RV BRI 2 T 5 S M v T o B

5. 8 N 5K RE

CHAC B #WE RE— MR \EH Y0 [ ; HIRA HRIE , 290800 I B R B A k174
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