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G 25 23 8k 0 RR A 28 78 P ( neurodegeneration
with brain iron accumulation, NBIA ) J&—4H 3L A &
AR EEUY LVHER AP R R R 3, B A A S A i IR
AR, TR ZH 2R E TR AT I S o R OAR B 5 I 1Y
MR AL ARV , B R AE (1 ~3)/1 000 000,
JRAE NBIA %0 15 28 A AR 5 1 I PR 0 33t 4% 57 ot
P (ISP TE AR U HOR G 3R (MRT) A
R S DU B R R B S e S . st
fe2 R B L K AT L2 . S 1735 Bl R 18 A= T
HERA HLIZ W AL IR 7 NBIA B 1% 2, 4 il
W GO 2 M iR T KA,

NBIA Fofii 2 10 MR C 2 WAy 1 o 2k
DRS4S TR A i 4 4 4 R P 28738 2R 1 A e vk
AR " B ORGE— A 44, WG BB BTZL %
£, Z 7% P 8% Hallervorden-Spatz i & 72 IR 1 i 2
(PANK?2 ) FEPR 5742 fr R 3, #0452 R I AH OC
PE M 2 A5 P 95 ( pantothenate kinase associated
neurodegeneration, PKAN ) , NBIA ¥J5 1% & B9k W
RIANZ2 B S i L 1) A DO Al ) PKAN (£ 5
509 ) (AR5 AR Y S i A2 AR 5GP 22 8 1
( phospholipase A2 associated neurodegeneration
PLAN, 2 1 20% ) | SR04 B AR 1 AH DG M ol 28 748
% (mitochondrial membrane protein associated neuro-
degeneration, MPAN, ZJ (}; 10% ) I B M ie & H AH %
PR 2525 PEJR (beta-propeller protein associated neur-
odegeneration, BPAN, 2 55 7% ) , 4% I UK 5:
HIERIZ) 5 3% , 2945 10% ) NBIA J5 451 H Aij i A
R IO HE R B I ATSRR R e K e 1]

RIS TG T, S R DUARAE MRT E AT 4
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ANk B AP 41 ( GRE ) FE UM AU AR (SWT)
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BRULERER A, o AR 55 76 T, BT Bon 5515
o W OLERTTRRIRAL N ek R 20 B A
PR IR B A% AT o A2 B A 1 NBIA S #8 25 7F
MRI | /R 8RR, A2 AT 0]t 7 Bk O 1 5 451
#BJE T NBIA s 2 o FRATRE LR I RFFAE |
AR =T AT A

— NBIA FHii R

(—) Z MR W B A7 OC M & 28 MW
(PKAN) [13,6-10]

PKAN J& PANK2 B[N 5748 S35, S Y btk
it . PANK2 g FYLfifhk 20p13, 47 7 Moh G+,
1 1.85 kb, RAEF AL Rl LA, A ik it
g HEE A YIS R AR EIE A EeE UL A
2375 1231G > A f11253C > T, PANK2 7E#iiF A 11
WA R DCHEE R

HR A A 95 47y , PKAN W] 43Oy Bk LA PKAN
FIHe & A #7 PKAN,

1. #L7 PKAN .10 %/ DLRG AR ,90% R il 7E 3 ~
6 % kWi, B RIEIRZ LB R/ 55, D
B0 191 LIRS A TR S8 BOO T RS Ry i AR .
AN FRAEAR N R B IR U B AER A R AR
P 7, 2R A P A R R DR 2 LRI AR AP R
AR LR IA AT X NLEK 7 B hG, LR A E
FRALEK g Bt i U o A EE A S FREAR AT A A 46 7%
FERIL SRR . T IR T RS, A L S
P B 228 A 8 S A, TR B RS A (AL
TRIT) o HEVR FR 37 BT 3 B0 BOME SE B RR L e AR
5 L S TCHE R ERAE BHPESE . HRFRAEAR v BN
A2 2L 2240 LI R 3R A8 M (I LA S
Ai/N) o B A TR K OF HR BRIE B s R
15 A RE SR RGP sz SR o n] Hy 3L
)3 il AL (o ELPERE L) o 2 8% AT AP JE I Tk
FAT VLR M3 2 0 A ANKER B IR 28 1 i -
140 M3 22 E - PR DO 0, 38 AR PR AT R M 2R B AR
(HRAP) #h PKAN [)—AMIlfi RAE 28, #iL7 PKAN
BEEIE TR, — AR 10 ~ 15 AEJ5 2R AT E Rl
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1, M ER AT B A S PR B R R L

2. ARHLH] PKAN: & 99 40 1% 5 15 K, P45 13 ~
14 2 AR AT BOAF 2095 , I RRE TR R LAY 5 I, 3%
PR TE T R PR PO IR BB S B, 1 T R
AT RN W TS AIG L F IR ALK ) B 53800
P i CRRZERE S RIME S H B R RS M2k
PIREAR FT 2 A1 26 AR ol R i IAAE A
P> ZERERE PR S5 . 12 ) AR 2 BN LK ) A
4 ZRFERE R AL BOR PR HE R ARAE . R I RRE AR AT
FIRE B R BRI R 2R B, R R Ok B, R i AR
PKAN fi3z 3 hBE 5 #08 PKAN Al Ha2 SRS

3. PKAN 521824 15 PKAN i 5] T, AH 1] Il
1 FIERER AR DT /R IS5, N AEAS BRI T
Ml FosbTs RIS A T SR SE S , X —5
G R R FRIRAE” (1), “JRIRAE” =
$E7R PKAN  {HJEA /80 PANK2 2878 28 U 3% A5 ML 7Y
(< BRIRAE” , AT 06 109 B 2 B R VT RN & T, R
e A S T R I AR R — R R 5 . AR
R T RN — AR 32

1 JEHRAE (eye of the tiger) MRI T, fil
UG 7S BN A BRI AR S 8k DU R,

15 (B Skom )

() ARESUAG IR NG T A2 AH OGP 2278 P
(PLAN) (11121

PLAN Hy PLA2G6 J[K 5848 380, i e ek B
PEiSE . PLA2G6 i T4 (4K 22413, 44 17 14
T, et AR SR B N T A2-8 1, 25 40O i
ARRR 548

PLAN A 3 /M R AL B LA 2 3 R 8 7 A
K (infantile neuroaxonal dystrophy, INAD) | AS #i A1
INAD | PLA2G6 #H 3¢ M L5k g B -0 42 AR 25 A1

(R
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(PLA2G6-associated dystonia-parkinsonism , PLAN-DP) ,

1 INAD: A F2LALE R, 5 7E 6 H
W3 R, | RAERZ kG s 3 kB IR Bl
H1R 4k BELTC Ty ™ AR T 5K IR /N
PEILTE I e B Sl B O LA 2 = 4e B )
PR R IRIRAZER . R E P Y HE R, LUILTC T |
WU AT B RS 2k Sy T R BLAY Hh ] 2k pih 2
SCPCAE IR B e 2 O S i SRR B 7 %) AR TR
AR AEAT T A i S Sl 2 o B0 o0 FE A mI A 0
R RAE . A R WLHL TR T R B R ph 48 3T
REFEEMEAL FHEWNE . T A B ik
LS, R A 18 5 e b DA R A Ry E Ry PR
WHE (14 ~22 Hz) , 550 B4 o] B i, K
ZHRCBE AT LBALRT . Tz 8
BRI M, B E IR 10 BRI T ERAR
2 S M It A SR G 45 A o

2. NSRS INAD 7 )L AR HAE 1.5 ~
6.5 Z I, ImIKRIMZ AL BRI 218, B
RN F R IAATIE RN I 55 e 8 5 DR 1 22 25
(SRR SRR L EZE <5 TN 91/ I R I N 1)
LR ERL R P NG E TN N 25 G = Wil
K A ) R ZE MR, A7 6 R DU DAL K g B
gl FERM

3. PLAN-DP. th g #% i PARK14 #H 689 0H 4 7%
LRAAE, 2 T DA BUSAE R , 2RI
G ARFEREAR LKy B A5 DA 0 JB0R FORS A ATy S
AR R R T AR SR AR IR BRI S A A
TR IRERAT JLFEZE B 55 Im RAER o A4 2k
FESEIR 2RI LR A W iz 3hiR g2, AT
W IR PERR A, 20 i€ 2 IR T A — o W R AL, R
Gy MBI & 0E . 7E PLAN-DP Hr A7 AN [m] 8 %
Y A7 6 F8 5 DU & ARAERE AR FNILSK ) sy 32, A7
B B DA A ARAERE IR A B 5o 32, A7 SE iR
AT BB A A 4 AR AR R I

4. PLAN SZAR 224 JLP T A 1 MR INAD ik
B EF N R S AR )N i 21 B3R 114) 25 4 2 e T FNRRAE
PERISAR 73R . 20 50% INAD 9 51 7t 30 5
BRUTAR, 38 W A LKL, R B REHUR Y51 EAR
fi' , AT PKAN (9% JRIRAE" o Bedh, MLph 2235
4 RS AL BRI A T R D A PR 22 4
A LR WL AR S R I A T /I A 2K
RZEAAMAE T, 2 ERINEE T, AR A LAY
INAD Ji 525 27 R L Z KAk, AT LASR B0 /) i 22
@, AT IAAAE R TORR A 52 S P MRS 35 R 1L 19 2k
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A, 294 1/3 PLAN-DP B3 5 BRI 2 R e
e S E2 NI DN AN 2 DAY iR
ZHL ARG RI

(=) 2ok R IR A oG M bl 22 78 M
(MPAN) H'®1

MPAN H c190rf12 3 K 28 45 S 5, b 7 e o fi
Btkisitl . Hegmi% e il e SRR DI REAH G, il
WAEJLE I A, B ] AR R i . L
TR, B AR R IR R 2 R B 2E
A INHRERG A AG AAhZZEaE HERAh R
SEAR DRFAIAT S i 2 W Im R R B, A0 2Rt BN
5K AT AEAE SR PR T T A v . BEAE e Y
HEJE , 23 LN I8 B Al 2 T2 BUARME | 36 BE R i g
WS B R LTI LZE S, i A BRAG A 7R 02 Bl
MU EGE SR AERE . E TR IE s AT
52 2,55 R IS R TTI . WA I
MR IE 4 AR AR R IR R A D S B AR BE
i A7 R 5. 7E MPAN fB & IR FE A2 — % WL
I, W E AR P R E A AR

SRR R MR BERURT 91 7R 5 R R
AR BRI T, 184 R ALARTR 5, L
AR MIBE AR AT R 15 5, LT RIRAE™
J& MPAN RHAEPE RS2 18 7 R I, 2 BT & o
RUSCARRIL . TP s s (] UL i B Joe B /M 224 .

(1Y) B SR A A HEG ( BPAN) 51

BPAN (i WDR45 BLpH 2875 5, oy X g1 i
i, BE Z 8 &Pk, WDR4S i T 4t 4 Ik
Xpll. 23, 4fth—Fh 5 A WA G0 B REE 1, Bk
RIRPUEIAE o W FR Ay L S e A A i 1l 4 3
275 4% ( static encephalopathy of childhood with
neurodegeneration in adulthood , SENDA ) , {l1'E iy 44 It
PRILRY R I A 2, L, v KT
JISTNIE R en I =Y G5 I e N S il N S N e
T ABRERT ) BEAT , T AT WO AR BB RS,
XEERIIERE WML TR TRERS., HF
20 ~30 2 INF, Y B LAIR 4 AR AR JUL5K ) BEAS A 32 1)
HEARSN ZRAER, HEAR R AT 32 R WA ARAEAE AR XS
ZEfie 2 AU BPAN 33X OUUAH i JAR 3 7t 16 %
NBIA $fii 2 oA A R AR — 3R B

SARARE A BPAN A AR AE MR 548 5 3k
B (1) AN A F LA 1 BR O 2R DR de B A AR A6 Y
fbs NBIA S7.#1, M 57 &R A J2 BPAN B8 R T A o
H3Z ZAREE 5™ H AL, 45 skt ] RS (BT 24,
B) ;(2) HAly NBIA P RIPBRTTARAE T, 4R BAEAESR

EhE
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BN H G (R FE BPAN 35T, 1% Lk s
BB S EEUR A e T RAE S (18] 2C),
T, R fE A r ARt T35 BB R 2 LK fE
MZTTIET RN I 2 R R A5 B 1Lt
CT L XU R 5 m] Sk 7 s 5 B 52 (6] 2D) , R 7 ml fig
AR R VERIES TR

B2 BPANSZAR-EREAE, A T, AR R BT S (1 )5
BT, FIACERUIE FRR A BEARAE 5 ( 1) 5 C Ty AR R B
fE5 (1) D CT BB R (1)

(L) Hofth NBIA it 1 A5 151

L. 5 5 A A DG o 28 A2 PR (fatty acid
hydroxylase-associated neurodegeneration, FAHN) ; &
H1 FA2H JEPIRAZ 8, FA2H LN 4 5 14 2 1 5T
REMEAL 2- B2 HEALNR T R , 12 A B it T L5 S
A JRREAS o FA2H LR 58748 T DL 3500 H B0E 77 A
R s e AR PR EORE (HSP3S) o EUR I 4Rk A Bt
FA2H JEN S8 [ 8 I N AT S R DT, S5ORE 1 3
o3 BV NBIA f—NIEAY, FRoy FAHN, 58 % 15
JUEIEG , & AR 20 A el 3 5y R A8, 72
PERE LA 25 SR ST RS /N PR 3L B A0 |
LAREY X B[R BN EZE S EX I R N 4
BB A A IR E B R BT, o T P .
T FA2H Ze78 ] LA g1 S AN TA] 9595 , TR i 76 5% 1R~
L BR T A FERIEAL AR TTORRAN, AT LA I S SR
ARIERI,ET, G ERAABSES . PRk
ARSI IR S 5 S5 L B9 25 4 s 2 FAHN
AR DARFIEYE M B, FA2ZH BR 5 BE S A48 A
K, (BJE—JBAN T i ) R 22

2. i 4% 9% ( neuroferritinopathy, NFT ) .
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NFT J2& NBIA %5 3% 2 b — 52 8 gy (0 0K 18 1 35t
e, v g B R 2R 1R A 0 B R 1 R RE 2 IR IR
(FTL) 5748 520, i 8 1 53 25 W BR 1 I A7 FAX
o HTE 40 ~ 55 X5 R, T Im K 2R BN B B
iE T RARBIAE ISR g R BF 4 ARAEAE IR KR
B55, AT LT R HEARORAE S . SR E A R
MBI HKEREK . MRI BoR7ERMRAZ e
AR KRBT VZLAZ MR A IR A S L S R DT
B A DU R R T AR . 5 WG S R T AR R A2
o AR K PEREPEAS 7R T, AH EAH R RN i AE
5, A AR R TTRR.

3. I 3% 5 % T 1 Bk = 5E (aceruloplasminemia,
ACP) : ACP & iy i B 5 5 25 11 1) CP ik PR 5878 iy
B, Y AR B AL o 5 AR 1 0 B R
TR AF S f B 5, S BRI R U0, ] 3R
JIFHE SRR AP AR 22 R GE . R Th ARG , R
PR ZRGEREAR R AL IO JIEE 45 32 A8 1 = RAE . A
2R G0 WA ARALFE AR AT /NP3 55 ) B
FERE JULTK T R A G ARFEIEIR A . SRR E A A
B /NP B AL LY ARG DA 38 i P Tk
KT W ST e, 0L 5 L L BRI, 521
FRRTZ BN BRI, ACP J& NBIA JiF 47 I AY
Hhrp i RGBT B GG B ), il B s H
Bk e R ARAZ N IR IRAZ (LA I
7 R B ot B/ N2 A 2 L2 AR R B

4. Kufor-Rakeb ¥ ( Kufor-Rakeb disease , KRD) :
WHRAy PARKO AH WA 4 AR 25 & 1k, th ATP13A2
GARFITEL, N R R e AR . 20 DA R
I, I R RN 3222y 22 T R MR 4 AR EE ST A
FORAE , AP IR K IZ S B AT (B2 b R BRI L 3h
{55700 SIS - G LEZY % P Re /N e (Y €
T - W T 45 52 SROUL B 2R AN LT, i CT 3l
MRI A DL 7R TP N /INIR 22 4 , 3 FR AR o ]
W FERZ M RARAZ R 2 U

5. Woodhouse-Sakati %% & fiF ( Woodhouse-Sakati
syndrome, WSS) : {1 DCAF17 ( C20rf37 ) 245 AT £ )
WO AR L R, Z W TR ARbIX . JLE
AT R e A E AR, R I R D BAE (5 3k VIR
BEEMASE) PERRPLREROR B —HIE R B A S,
SR PR R , AT TR A0 D A T M
WLk T A, AR BN T AR SIAE , HEAR AR 5N
iR, SwmEMAE] LIRS RHEAEAKE T I
(IGF-1) JK-FAR T o O HL BT (T P8I - 53]
B AR A KRBT IR I =

(R
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JEV R T i 1 B ol s At i LA R L TE
T, MR mEES .

6. Al A 3 IS A O Bl 22 AL A ( COASY
protein-associated neurodegeneration , CoPAN) . 1 Zi 55
HiEE A A RLUEEAY COASY R RAR S8, AW Yt
KB L, 24k PKAN J5 28 AN AR A 1Y
NBIA WA, Iif R BG40 PKAN A28, JLE
TR A TEE s BB B S KB G, R
TR N BT O R, B AR
BERZEMELIC J) T ALK ) R 4 ARATE L
LS PR L Bl R RS R bl 2 . S AR T
PR PRIRAE” (R B, & 3K T, IR15 S FEA
i ES. B S Rk, T, BR85S

L NBIA 2187 B S s

TETEAN) R s S5 s, A T ARG B il |, Sk
fit MR A6 2 H T2 Wl HERR NBIA fef 1Bt

(—)BWrE i

LRSS HEAT P 0 B HEAR AN R AR, 1
A NIRRT R T A S ALl 25 2 A s P
RSN NBIA A7 H27R8 5 3o

2. RIGAER XSS WA B S, AR R
NFT I ACP Hh 48, AR B2y JLE 75 4R
B , AR 2 L

3. FRIEPER G R R B T2 W dn L 4>
T R T AR A S H B A A1 2R A R ) UK s PR
PEREJE BPAN B4E s A BAE VR BRLBERGE kIR
i R PR AR AT N A AR SN R AR
1§ WSS [T g

4. I REEZR NBIA 7] BE 1995 9] , B iZ #E 4T MRI
Ky, EHE GRE SWI 45 i U T 5 8035 = W
MRI 8, A7 B TR TR, BREE ARG I
HEAR I B AR 2R, N2 R E S BT IR K
VSRS A AR AT A b P RS A A AL T
AYDOR, W TR & RV BR TR AL A AR B2
W T, FREVER AR R BUA B T2 W, ™ R IR
E” BT PRAN S SUI SR X FiE T, 15 5 £
S 5555 BPAN kLB 48 2
PEASHER NFT, 4 TR ERERO R4 T A L 3.

5. SLHLHIIKEAE : 90 BRI NBIA S R
rheR IR AR o T D B 2R A8 1 i PKAN J2 ACP
B R UL SR B, AR 248 FE 45 WL T PLAN MPAN |
FAHN S5 EAY PRI HIR SIS AG: £ R0 58 H AF UG A ) 12
Wi 5 By 5 AR (KO X NFT 92 W i 2 1K
XS T ACP Y2 Wi A B0 SC; i v, R A, JE
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R 1 NBIA B RIBLIR 2 SR FRE s

NBIA R HomdE  gfE )X BRUTBGR AL BRI AR 2 S HAFAR W
PKAN  PANK2 AR BEERC ++) BB +) & HEER RARAE”
PLAN  PLA2G6 AR LHER( =), BFE(+), W S B /NI 2 45 SMNEEGE A2 248 A FRITRE
JEFEM( £) JEOAE /N Bk 25 4 7 Al LR 48] vT
NI
MPAN  Cl9orfl2 AR BEBRC+H) B ++) B I ERERTUBLF IR TR P I B AR

ﬁL’fﬁfr«U\l—J{u 52

BPAN  WDR45 XD B+ ), BEBRC+H) RO FRYE T, B {5, BRI T R T B,
PR A EPIETHEE A 2R
FAHN  FA2H AR AR ++) BB +) ﬂﬁﬂﬁ&ﬁi%% AR, /N T Hh i JRE R A B A
HEAT
ACP cp AR R ++ )  JR( ++), T B A BIUAR i 4 O A R B/ 2 4
FER () RIRIL( +4),
TEMC++ ) IRERARAZ ( ++)
L% ++)
NFT FTL AD EEER( +) I}r% () LB 1 2 TR SR G P L SRS B

4 i P
VRS, T, RS

Iz
AMIBEREE 4 BT+ ) k%]

ZIR%( +)
KRD ATPI3A2 AR BHER( £

LRI

TS HERAR R Tz M 2= 4

WSS DCAF17 AR HHER( = Tl JA (R PRI BT A e
ﬁ'ﬂ:/” Ty = nj’?
CoPAN  COASY AR BHEM( ) THREKDUR T, RA55, 7T RRE Gei bk, T, S5

ST ERE %M JEHRAE”

T Fﬁﬁjzﬂtfﬂ BOUBEREALAR AR AT LA RBUE ARG OL T, A5 FE R TR TR G A, ++ W RBRYIEL, + BRUTR
BT, AR Y AR RE M5 ; AD 5 e (/R 8L XD X3 B B M AL . PKAN . Y2 BRI AR 56 1 it 2575 05 ; PLAN ﬂE%‘W@ﬁ*”
WEARHG A2 /rﬁaé P 2278 P s MPAN : 2O (A AR AR DG 28 M s BPAN . B BE 2R 1 AH DG M i 2 AR 0 5 FATIN . i TR 52 F0 A DX
AR  ACP 1135 4 15 28 14 52 5 s NFT « 28428 1497 ; KRD ; Kufor-Rakeb 3% ; WSS : Woodhouse-Sakati 254 fiF ; CoPAN ; i A 2 1 4 6 1k

L T

R BT A e e PR X T INAD 2
A Bl s Pl 28 L AR A A, A4 JLHS (8] S ph 28 4% ek
JE, FTLAFR 21 INAD f8 25 J] Bl p 2800 728 i e . >
5 PKAN 5 MBI R aT A BRUBRET 40 .

6. XTI RAERAS LY ) B35, anf 3R 2
AEERG HEARSN AR R AL I BH AR TR
% PEHERR LA R B ) ﬂﬁmzﬂiﬁ PANK2 |
PLA2G6 JEPRIRG I, LA 12 55 HE BR 3 Pl e & U0 7Y
NBIA i %

(=) 25132 W Dt )

Lo SR 27 DUHE AR S0 2 0 R Ry 32 2 0 IR 3R 81
i B 5 R R MUK ) RS sl 4 AR LR AR P
o mCHAh 2% M PR 3R BUHE AR A1 3 0 IR A i 4
e DAERZEPEAL S R A, 40 MPAN |
FAHN, W 55 35 4% M 22 25 1 o 4800 0 D /DN Mg i 3

VeI BRI INAD, JLHJE A LAY INAD , 75
%ﬁiﬁ’ AR/ I 5 2 ] v e D g A 0 L g T 7Y
HEAT S5

2. AR NBIA HE 22 ()52 AR 2F R AE SR 0L X
FRYESRIETT DO S | T, (RARM5 5 R Bk DT, XA
TR BB BT RAR Z, Rt (i —

A
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AR ) A (A Ak | s 2 AR |
JisiAs SMBE A 75 % . Wernicke Jifi 9% . Fahr J5§ ) Fahr £
BAEAE) e ACHIPE (A R M AE 1 AU | Leigh %
) s AR M (JF R AR M O ) o
NBIA 533X SPRTEAR 5 ER RS G T, 1R
AT =, MEHAB PR TE T, AR F i T K e B A=
FIRH R E G (LR ET B R,
TR B U™ B 8l R = i3 MRT RS 45 ) L)
R — W IRAE 5 B IR =5 5, i B A
Fahr Jg & Fahr Z55 AF S IS 15 060 PR P 45 16 55 722
WATTE MRI B R AR5 5, CT 45 W] R = % BE 45
ekt 7 LAHERR

(=) BAREE 2

1. FFE R 28 4 ( Wilson's disease, WD) : 2 A
ATPT7B hy S K& A9 #6004 [ 1 352 44 P 4 A
BERFIELENR , 4 T A0 AE . i B 2 AT I I
B AAEEAEAL 5 R HE ATV 0 A A S F AR (R
SRRCEEAE BREE T 2 RS PR LK TR
45 ) R A RS PiRE IR B B B AR T €S R A
S = A A A AR 1 KCP BRI, MRIAE T, 14 oK
A5, 7E = G 7 B8O 2 DURR™ 5 ], T, 18
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PR BENBIA: SR
HAT Y EHEES RAER,

ARG, O
1k MATRRE

|7

i A 57 B B TR () |

B RESRITR )
R ERF, ELOFR/M
PANK2. PLA2G6, ERiR4EAH
PG PRIHAE, Ve A JER

BJL. JLEBRW

|E&$‘mA%£ﬁ‘

RSN RIER . PRI R A M
JEIRAE—PKAN

NRHEITF R ETESME
— TRR: NNEESE. UHEESE
—INAD

TG R BT R
{8 ——BPAN

BB AN, BT B

SEEME. TR BRE.
. BAR. BRREIRER
BT, KEEAKPE——NT

WERRG. BN, APBRAR
BYE=RRAE, [V, BB
BRZ, AEEERZ——ACP

FERMEHEREZSME. RR

EHERE; FEERES—KRD [ |

A $2KIPKAN, PLAN-DP

71 % 5 ( dopa-responsive dystonia,
DRD) , Z W7 JLE# 535 D 4E, W L
IR Ay i R AL, 36 B Ay B 5 3
S ARG B B A 4 AR
FERI IR SRS H 2 5 5,
FrfigZ AR W3, —WEIR S ER
oKl 1 (GCH-1) | g 2 IR 2 1k
Bl (TH) 2 WO S A Pk
%% B2 ZE (idiopathic torsion spasm,
ITS) S DYTD e R 5878 v 21, 1l
PRUMILSK I3 s, DU i KT DA 2 4
SR ZUABE S N RRE . X —4
PRI I R 32 R B LK ) B
15, W AT A i S R, (H %
A N BB SR AT Ol S

— B4, WMAREFRFR, AHe

- AR SR A B 2 AR P 1 U

FE45——FAIN

SRR, HIRIHAERB . BRI
VRER B R A R & —— WSS

BESE. WR: EERT G
S ABII R S ——WPAN

R RBIE” . BRE. "l
EE i KT, 8 5 {5 5 ——CoPAN

|
MREHERRNHEL. HHE,
% PR E A 12 W 5 R MENBIA

B3 NBIA %W R R AR SRR S Wi A

ARG S EUR ARG 5.

2. T %% f5i % ( Huntington’ s disease, HD ) ;
Huntington J Al 58712 5 | 2 9 5 G (0 (A% Sl M 35 4% 1
ZVEYR . TR 40 XTI AR
HERW . WK EZRIN =L SREAEA A E
B AR AT YRR . T D AR RN S
FEREARATAS i =5, M 2 3R B LK ) B 6 L Lo
IERN [N R St N ) S DS N S1 | =X S B
(R SEAR 2 e DR XU R R A 22 4, 5 500000 i 25 i £
PR 18 NBIA SEAI D, 25 NFT S50, P25 K0
AF S K R R B ARAL . NFT Al H Bz shifs & nd 1
TR LK g i DTSR ) RE X 6 A Je MIRT |-
S BRUUR R AR v Bl T X

3. JE R MENLSK T R « fhst AL R S B sk
IR, 22 0 L B A0 AR R , T R4 R
PESCAEA HABREIR S I, BN, 22 B RO PR LK

(R
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P, v LIS NBIA %550

4. F D AESIMA 4 AR (young-
onset Parkinson’s disease ) : /& J5 4E
% <40 %, 50y B E e )L W Kk
Wi FERIANEE GB28hIR%
IR SR kPR LK T A, 52
B/ O, — A RN
28 W e e 2 ACR BT, LB B
i8 3 I K JiE. fE NBIA W Yy,
PLAN-DP A9 2 %5 3t PLA2G6
KRD {505 5 K ATP13A2 b4 I
g AR BN 4 AR 1Y B0 A
T AR 4 AR UL m] Hy HoA B PR 58722, 40 Parkin |
PINK1 DJ-1 %5 55, 46 B A 11 0 W] oA 00 i
P S /NI S 1 L TR TS i K
AR RA IO MR U . BRI HEEIEDIARS

5. 8 L M B ZE 4 # M ( hereditary spastic
paraplegia, HSP) : i J&— 4 I PR | 352 1% /55 & 5 ot 1) st
1R, . 2T ILE /AR , 0T HAb AR
BB, lm PR 2R B R G248 i i i) U B 22 1 WL TG
73, WUk g8 e, S SH TUHE s BRAE B, 2 5T JT4F
WASSE . A HER SN FRAE IR AU 0 R, 3R AR
(LRSS AN e iy S IR N X I R = B
TR HLE LS A AR SR 2
WA . MRT AT 7R B #6224, JUHO2 M BoR i 22
Ao Sk MRI — R JC 5 4, B 8L955 191 ] 3R S0 BRI 14
REAR LKW Mz, HSP 7EIm KL B BUw
FLH E5 NBIA A7 H B0 3, 40 FA2H 3 [F IR 2 33t
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PR A PEAUE HSP3S YO AR , 2 FAHN #Y
FO LA . 7EIZ NBIA [, )i 5 HSP R4 5551

6. B #E /N Wi Pk 3 5% 2 38 ( spinocerebellar
ataxias,SCAs ) : 22 FPAEE , 2RI N /Ml e L5
SRR, A AT REAT HEAA S FRAE AR AR AT | A R R
BUAE AL R AT A JLZE IR, 41 SCATL SCA2
SCA3,SCA7 ., SCA8,SCA12, SCA13,SCA25 ZE, 1F
NBIA 3 F H, INAD 252 5 30 A /08 g 1 2 3% 2R 9
JEHIE AR INAD 55 91 75 o 4F 1% | I PR B |
5 LR A 588 SCA W RIAHL, T 240

7. £ Z 525475 (multiple system atrophy, MSA) .
Z T 50 ~ 60 %R, A HUR R4 R G AR R , i
el PR 26 L 73 o LA 42 2R 255 E 2 R B Y
MSA-P RIFILL/IMI P 2 5% 2 8 Sy 5 1 e BRI MSA-
C R, R FE RO IEAT M WLE B iz 3k 2 A
ARG A G ARAEREAR , X 22 2 IR T RURA
o ATREAHERIRAE | A 3D Re s S/ NG AE o
J&5 B ERARR LT R BN B
IR ERAR G, v A HEACRAE | B M DI RERE T, MRI
7R TEAZ AR I /DN 0 S5 A ] S 3 A AT I
CSEART S VU A RN IR A YT S, 7R NBIA
PR IG T, HA NFT  ACP 7] 753X A 4R 18 B & i , i
iR AR R A LR S A, A 5 it
G SIE

= NBIA B3 R 9 3Ry7

XF T NBIA S5 1% 5 1936 97 38 Bk = A 8800 F
Bro HHTADSR R AEIRYY E F7 SR I A E

(—) XHEIRYT

L G ARFEAEAR : 2o i€ 2 IR YT ) REA &5, X
F PLAN-DP BPAN MPAN . KRD J7 3¢ AH % w8 ) , (H
SIS Ty I S RS A R A R R E
AT ] 22 e 52 AR B sl 3], 0 Ho A B A
MREIR BB

2. JULsK T BERS 6T SRy kb BT Bk LK g B
B, 0 A BUBERER AR X T O 0 M 5 4 B
JUsK Ty AT, w] IR R LEIY S IT AR
AR I AN TS SN R R R Y
Z UM Z ARG IR o REBI RO (deep brain
stimulation, DBS) 1 25 fii f#% # 1% A ( transcranial
magnetic electric stimulation, TMES) Xt 34y 8 &5 A
R, AEJEA B 0 A D 0 A S 1 R O A
Mo o A PKAN 5, STEZ RIEIR 00T
HH U S L e AR Ui A ALK Ty e 0 Bl
PRy R, WHARVENL5K I B A% & 4 (dystonic crisis )

(R
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EULEK I B A KU 2% (dystonic storm ), 7 B B I 7 2%
2 DX T At Ao 28 95 A8 S R0 IR S T R A
Mo WEERE N A EE WA ol (ICU) B 24b
P, KA ST OB IR /N, o] LA 1A
ol IR A A . IR AN REA R, mT L%
JERRIK IR A 225, DRk e Sl st o
W5, R, (H TR R R X R Bk A A

3. PREEFEAEIR  SREEAEE R E A B R R
PREAR , 7T 25 SR 25 T HURS SR 250 o (ER 0K o
4RI R SO B HE RS RAEIR o T 2 PR X
PRI ZAS B A X /N ARG A 259, s
BV AT, /N B A, I O I HE R AT RE
MR NS R E SR R RN P AR AR, AT 3
TR (HETE N TJC 2 ) | (HIZ 2 A in e A
HNFZR VAR AN R, 7 BORAE, 7] 5 B R
ZRBUEMIE Y

4. AR EAEST T REA A, MR A
R EES A BN 5 X WA R
SERBVE

5. ORGPRAEAR : N TE A AR T — 2 2 5697,
FERAEAR , P PR 0 2Rl 558 (0 P AR IR
P (SSRT) . SSRI 2 24 ¥ %) 15 IR 5L L 338 L )
WA RER AT — B IR, X T 4I5S
RIS B R A I AR AP R AEAR B 259, sl A/
S BRI R VR R R A 25 AN RN, G H R
E - T I @ el 1 TR RN s b= o vk DB R
{Ho XFTERAE, & .8 teE el b s k259, iny
PCERAER AR S5 VGF-, g /ISR R O3 e )
DIRe A, X Fis%, N SeHERR 2 A R R
N, AT IERRAE 2 B 2 R 2K 2, T R B0 R
/IR BOR AR 259 ] 2R

6. INHI BT B SRR AN FAT NI IR RS
UIRE NGk S iz ol B S4B A H 1 5 Mz o s
i HA — R W GEEH

() B R SCRE B4y 3 AR A (B BROBRIEE L
TCH1ECE WA R, B B B 4 T 4 ol B i B s
S E T

(=) T I A - 25 PEILTE S v] S 30 A
PEG 2 . SeRATBhRE ST, K IIRNR , Z) S EA R M i
KA B, AN BE AT, N TR

(M) HAIGIT - 8B FE B IT IR SCR AT .
1E PKAN S (1E PR 58 b R, R 123550 mf
DAV BRI AR 1 PRAE AR 203 AN BH
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