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ATP1A3 : Na+/K+-transporting ATPase alpha-3 chain

CSE : Paroxysmal choreoathetosis and episodic ataxia and spasticity

EKD : Episodic kinesigenic dyskinesia

GCH1 : GTP cyclohydrolase 1

GLUT1 : Glucose transporter 1

MR-1: Myofibrilogenesis regulator 1

PED : Paroxysmal execise-induced dyskinesia

PNKD : Paroxysmal nonkinesigenic dyskinesia

PRKRA : Protein kinase, interferon-inducible double-stranded RNA-dependent activator
RDP : Rapid-onset dystonia parkinsonism

SGCE : e-sarcoglycan

TAF1: TAF1 (TATA box-binding protein —associated factor 1) RNA polymerase II
THAP1 : thanatos-associated protein (THAP) domain containing , apoptosis associated protein 1
XDP : X-linked dystonia-parkinsonism

93




%2 NBIA D4
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NBAIA: Neurodegeneration brain iron accumulation, PKAN: pantothenate kinase associated neurodegeneration,

PANK2: pantothenate kinase 2, PLA2G6: Phosphlipase A2 group 6, INAD: infantile neuroaxonal dystrophy, FTL: ferritine

light chain

CP: ceruloplasmin, FAHN: fatty asid hydroxylase associated neurodegeneration
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Vi) FEEZE  AMERIE CIREEIEEO VA F =T« RX—% VY =X L &R L, ATPIA3I\ZER %58
%.

BERIE;, VA M=TIIEEAEICHRLS DYT 1, DYT5 & RAGOARAZRT. /=% Y ek &
L CIRE TS STV, BROEREEBETHOINARERIRZE THD. FEFIEIILT LHRS
AN

FHROME ;. BHELEOVA =T « N—=% 0 Y IERRE AR L, B2 MERRE & 5.
Brashear &3 36 #5l > ATP1A3 DR LN DIER T L2 2. 9FRTTHOERNH Y 4 FR1%
Fl—ERTHD. 5FRTIIRIEHIL 14 T, T613M TlI denovo BER L R HH, 71 XA TN
DITHEVICEEA 720 & Shiz. RBIEERTT 8 525 55 1 T 10 {4 20 Rz &\, 2 25, 247 %
JERNCIZ R EMOBNTC A F=T 2R L0 H D, BIETFICALT, 2—3915 30 H TR L,
WA 72 5 DUMT DB A P L ADBIZB Z 5 Z 0%, ZITEITHEES LV, 2[EA O
WEARRT 5L bd D, EIERITRFEN TGRS LI Y, WETREEZMESY. YA =TI
B, EIECER > B> TIROAR NS 5. S—F 0V IERITES) & SEMREEETH D, H
PR=F Y PRIRITIISUGR L2V, 9 DIREE, A RIERIER, TADARIELALND.

DYT18 PR + =7, RIEMHIEBRET AF X T : PED
DTS

1) EERE W aAEN G&fs T 1p35-p31.3, Eix T SLC2A1, #&ix 1Y GLUT1)
i) FIAEF o N
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1) MERET R BN, FRRRV7REE), FRCMTOR CARBEEI NS Z LS. YA N=T, abd T
T h—=V R, NURXLI2ERELD. 5005 30 0D%EZ 1 BIZ 1EI~1 AIZ 1 [Hl#E0 K9,
iv)  ZOMOEEIR : TADARIEZEED & DREL.
v) ERRMRAEFTA : MR [ TERMEMIEROHFREMOREFTR. FDG-PET CREAFKOIY
IATHMET.
vi) EEBIWD : FBAEM T A2 U T & LTHERIT 5. DYTS 10, 18-20 DBIs T ENHEE L T 5D.
vii) MEEZHT  EEHE RO P AF R YT T SLC2AL IIA~T B DERENA LN D.

SEHFEE; HRERNE L CUERBE O, RWETF, 22E, A N2 ERH5H. GLUT1I KZ
FEGEREI IR EBIR TR BT PED &R U< SLC2A1 DA~T 0 ZERnd v, FLIBIRIE ORI & ks
BERN A ST EERTH D,

BEBOME ; EBHE THERINDVAXR VT T, VARX VT REOR SR ENPKD L PNK
DOFRITH D Z LN E STz,

LT 51T 2008 4 Weber & 23R IMMER L% ££ 9 PED T GLUT1(glucose transporter 1)K 2k~
Tri (Q282-S285del) & LI L7z, 3404 (B3 FI&ME1 #]) FIEDOFKRZRT, T, BE
DI EIEW;, B 7 V2 —AEIRT, ARORMEKZ MF S Wil rEgm, RiERNEEE A R®IEK T 2> Tv
7=. PED OJFNEs 1% SLO2A1, A% 371X GLUT1 Th 5 Z LM fbmS .

DYT19 VX h=7, KERIEEESFREAXFRXTT 2 : EKD2

kit
1) BB FE YA REE GBS T 16p13-q22.1)
1) FEIEFHD : 7-13 %
i) HRETR, - AMZARFEEEBNC Lo TRIEMD Y A =7 L BEEI 24 U 5. 2 NORIEL 1
AIZ1-2 O[El# 0 K7 . BRERPRNRZ.
iv) TOMOIER : TANPAZEETHLORD 5.
v)  EEARFRAATA - iMEE (CT, MRI) (XEE A0,
vi) ERIBZEhOREEY 2 =7, L <2 EKD1 (DYT10).
vil) fEEZW S EEEEIC o TRIEED A F =T 2 4E T 5.
SEHIE ; JERIE EKD1 (DYT10) & RKZENRWV. MEROIIA » RO 1 FZRDOH

BEROBE ; A > FOME CIIPIEERMIL 7-13 5%, T 9.6 T, YA =7 (8 \) »EHES) (9
N) OREERH L. MEKIZZ<EEICS RO, BEOHEREDS -7, B3R5, Aijke
L CHEDIRERNAETD (6 N). 51D 250 ETT HICZ1-20 IR 6D, BV ESL>TVHIL
BN, bTNIKMAINDIEZEEOBRNEDOLH S, A, Wil bichsb. Z2ROEBNT LD 5]
T SINDZENZVD, WK THER, BIRETHAET Y D, BREMN 9 NICROIERITL
o Te. TADA2 NTHDN, FiTAMARKITE L.

IR T ; 16p13-q22.1 & S41, EKD1 (HA) IZ##ETSH. 77 U B RKEAOPKCIXZ OMli#HIC
F7enbH. ICCALHIE< EKDL & IRVEBIn T Th D00 Liviengy, EKD2 32 ihb &3R5
EEN5. PKCIZIZEKD1, EKD2 (ZHHL2DOLH 5.
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Pantothenate kinase-associated neurodegeneration : NBIA 1

(IH4 Hallervorden-Spatz syndrome)

B WY AR

BT 22q13.1

BisT PKAN2

BIn 1Y PKAN (Pantothenate kinase 2)

MIM ID *606157

Gene map locus: 22¢q13.1

FEIEAFHD : classical type : 6 LA T (6 # H~1275%), atypical type : 14 % (1-28 %)
B : 1-3/1,000,000

10 LA FCHRIET HEATIEDO A b =7, HEEEE, [EiE, MEAEEEEZRT.

75% DIERIE classical type & Sd1, HTIET, REEEFE CRIEL, #EARNKIER MDD TL 5. #
RAIER DL XV A =7 C, MEMECEENER N Z UK. A M =7 [IrRReaEs, MU
Ronsd., AMYA =TI EIVREZRTIEbH L. HARKEROBEE R OND. BIEFIIZ AR
MR ZEMEE L 22T, 2,3 OREFI THEHFT 2 ERITETTHETRIEN S 10-15 FETHITREL 2 5.
TADPNITENTHS.

25% % 56 % atypical type OIEF]TIE, 10 LA ETRIE L, HEEREESORBMIERNSBENLD, X0
IRICHEIT T 5. JEEEIETE & L Tl 40% DIER] CTHAE SFEMEREIREE N LWV, ZOBR VA N=T 2K D73,
classical type & 0 HFREEIFHRIE T, 1540 FRRETHRITAREEL 70D, T < AROHE L EWV. 1.3
OFEFITHHIER ITEIEEDH V) 2 a8 EREEMIEN A SN D . FERNZ K> TTEEER A 5
MTRL, FHBERTHR T 25605 5. MEAREMEITOE S L2V,

PR & FH IS 10 AARLARTIZIEAE S 2 A HETT AN VR, 10 3RS TIE LIEEIT 283 < 20 7%
AT L 2R D B172 E3d 5. % DAl Tourette SEMERE, #IFEY 327, BE)= 2 —n HREFHL O
e 2 2JEH], FHPBIE N—F Y = XL Z R ERI 22 EEIE ST\ 5 . HARP JEREHRE

(hypoprebetalipoproteinemia, acanthocytosis, retinitis pigmentosa, pallidal degeneration, OMIM
607236) biffs 1257 PANK2 IZR 6722 &5 PRAN IZ8E Sz,

FRAL P A

MRI T eye-of-the tiger sign 58 5. Zi 1.5 7 A7 LI E® MRI @ T2 5@ T, 58V MEHREEE
Ze R R RN O NGRS SR L 238 5 2 & 2453, PANK2 ZED A 54125 PKAN TIT a5
Th D7, MRIFTRS PKAN OBZWIZE L HIH D7 72y, NBIA O TH PKAN IZDOHH LI
HAT R CRERMED @V, 7272 L3k 2 ¥ 37, Hartig @ v U — X Tl eye-of-the tiger sign 23 A. 5115
JEFID 5 B 15% T PANK2 RPN L Sivien o7z,

M FE X C AR S 2 — o AR T

8 % DAEH TH AR MLERIE 2 777,

62



P2
Pantothenate kinase 2 s I B R ZRD 5.
BEIE, BRI T PKAN %% MRI T eye-of-the tiger sign D55 121E PKAN Z5@R < B 9 .
B FZWErc oW Tl B AR SES TR OB FZ2WICBE T4 R4 2] 23RSz,

R T

v 7T AIE, Mg (R/O Wilson )

Neuronal ceroid lipofuscinosis

B -hexosaminidase A K{8JE, GMI1-galactosidase KIEJE
infantile neuroaxonal dystrophy 35 KX OMfio> NBIA ¥R
a fucosidosis

childhood-onset ataxia (esp. SCA3, SCA7)

S Ol W

IR ZE 5 L Re AR B

PKAN (2R 55 PANK2 G ERITMD TEERTH 5, Hartig d 72 IEFI D V) — X Tl 48 il
D96 DT LIVTERNEM S, 33HOERMHH SNz, I AB AL, exon KK, /IREIZK
% frame shift, aberrant splicing 3% O RIFELO R EIZ DTV Aoz, SEHEALHDIBEHE~T
G H %V, Alternative splicing CEZFEDOTIREM &4 U 5 T2 OB EIBALOMER B L E LRV, ZO
VU — AT HZV DT ¢.1583C>T (p.Thr528Met) T, C.573delC (p.S191RfsX13) ZH|IHFR—F
RATOHRE L.

INETOREZERTL R EVERITc.1561G>AL R Tp.Gly521Arg & S A AEREZRL
26% % D, ZDIEN ¢.1583C>T (p.Thr528Met), ¢.1351C>T (p.Arg451X). ¢.1413-1G>T (IVS)
MDA, c.1561G>A BRI AT 1 X A TfMris b @O AIMGE BNHEE S -,

PR ER L IREI 0 DITEkIE I 7 7 ) TIicE L LTERML, Mo —micb Rons. Miast
PRBLAF XS E P CHEE CTHH. PKAN TIHEKRE EFITRAERE BFETR O, oM Tidd
X LTIER . MRS, 7V A —T R, MBI AR E BECERTH DS, BRDOR T
oA RLEEETHS. BuAf RURT7AF U boa—a AT =0 HHBNICERT 5.

159

1. EERSILAS =Y A ECANTAN

2. VA R=TIZHLTARY Y XA (iE), ~Nrurvzry RBROBIOHE) CrIAFr 7=
U= (BH) DEHTHS.
N—F Y = XA NI IZ L-DOPA I3 TH 5.

GPi-DBS 75§ﬁﬂ% EDOHELDHD.
5. A R=TIT THRMEDOEETH D AEEFEV A =TI L EETFHHOMEESL, REEFN
VETHD.
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Infantile neuroaxonal dystrophy : INAD, NBIA 2

B WY AR
BT 22q13.1
JRKiEf=7 PLA2G6 (phospholipase A2, group VI)
INAD @ 79% DHERTFE S iz
MIM ID #256600
FEIEAFHD : classical type : 1% (5 H~2.5 %), atypical type : 4.4 5% (1.5-6.5 %)
B 1/1,000,000

HEATHEO KGR, ARERIE, TRERCAT O, DUBRE &R .

Classical type CTlIFFHERNRTT & (RERORER, ETIHEO MUMEL 2 £% 6 » H ) D SHFEDOMIZ/RT .
% < OIEFITITRFBITIENENU LR & 72 503, 1,78 OIEFI CIIEHE RO D EETH 5. 26T
VA N=T, EEHE, BRAER, ERZRD D, BIER S IES BWETHTAMETH D Z ENRZ V. K
FERTRMMED B D VIO ZERIC K 2 ATIEFEZ /R L, SRER (AR ZENE, R, IRIER L)
20 5. 1/3 DIEFI T TADNARIEZRD S, FEILTHFIIL 9.4 THD.

Atypical type OFIERHA T classical type & D %< 10 RN Z V. FIERIFIANLE S, KRESTRR
EThDH. SEREILEN, 2 EEBEGRIT TE V., SRREENE, IRIE, R EIX classical type
EFERTH 578, FEpDRERITR Sz,

Karak JEMERET, BiRMG E U TREIBEE/DMMET, A =7, &g, MK T2AHY, MRI T/h
fZERE, WEER & REICBEZRD DL I N DF R E L THE SN0, PLA2G6 85128 B3]
ESINTT29, INADIZEEND Z &l o7z,

FRAL P A
7 P R A C AR T L, AR R A Ol 23R D B 08, MR IR T IX 1/ 3 IO L DA TH 5.
MRI g Ti% 95% DIER T/IFZEE, 50% DIEGI THIFER, BEIERDOILE 2RO 5. /IHD 7 ) A+
— I AT LC T2 MR /MY OEIEE 2580 5. £72, M, KIMAE TR 2580 2 HEN &
VY. Atypical type @ MRI {4 Tl3/NMXZEMEIE 83% DIEGNZH E 0, RAKSCEE OSIEE N B L.
PLA2G 6 8An T2 FGPERER] D 87% TR M TR A 7 = v A FE2RD 5.

B TR L RAE A

PLA2G6 851 TlE 44 BISTERPFE S4L, 32 03I AU AKE, 5 B/INRIIZE 2 flameshift,
2/ A, 1 AT TAANESR, 1 RREKROBRERD .

Classic type Tl null alleles T atypical type ITE G ~7 v #EG 4R~ 1, HEOBR A RITBIR AT
13720,

PR B PRI AT S, BRI 2R KIMECE, /MM O ZEE & Bk & BE OB A ARILE 230
D5, FRRFEN IR & 7 A — 2 A IZER D, /K TIE Purkinje cell & granule cell

64



& DI OIS Z 5. BHRIERE A7z a4 FRMEE, EEEE, DM, M, FEERICAD
N5, A7xzvaA RZ=4A Y U HEOMEOBKTEZ 30-100um THY, —a—a 74T A b edE
ATV D PEER & BV TS A PRI R DR OBk DL E 25880 5. Alzheimer JHZ8 4 LU PD i
EHH i, BETIIIAZ Lewy /MR, KIMEBEREERE Clda ¥ X7 LA VD Lewy /IME
wdr, Fiz, U UL o BEPEORRREMERRME 2 ATEEECRIBTEE IR D 5.

A7 x4 R Lewy /ME, #FERHEZL(LZ b2 O THFIIARATH D2, HIEK ORI A k
VARBRICE > TH72 b ENDTREN N ® 5. PLA2G6 35 T I3 IEHER 27 R b — 3 R 2N T
HTCEBERMEL I~ FLTWDR, SkaE L OBEIIRHTH 5.

Ep

1. ARRIBRITR.

2. VAR=T3IN7 07 2 R0 AF U T 2=V )L TIRIETE B
3. TADARIEZOW TIHURREIRIZI VIR E1T D .

Neuroferritinopathy : NBIA 3

SRR Y

A5 7% 19q13.3-q13.4

JRIK# s FTL gene D% 4exon @ 460insA %, FHUIZ 458dupA,
BT PEY  FTL : ferritin light chain

MIM ID #606159

IR P 39 % (13-63 %)

B SR 100 BILL T

BRI R

FRNFE O BERERY S L <IZP A h=T7 % 1-2 BICiR%, BEORHMEIERE 245 . #ERINIE X
PPSER) N 50%, JRFTEY A =T 43%, SN—F% 2V = XA T5% TAM Y 2 ACH IR, X
FNTHD. ANHEHV A b=TRORBEREIIA LN D, EEO YA b =T [XEERF I CREEOBRICIA
S CRISEM SNAE T 5, ORI T R, T D L BEGES S R N =T MR AL D
£ 912725, 5~10 FTHRLIZIRA Y, FIER 20 < DWTRAMEL 7250, FERNHIETH D, /IMKk
A, EMEMEIREL, FRAVEIXE SRV EER .

458dupA IFHEITEL, N—=F v V=X ANHNH, BAEE, PNMKHN RSN S (460insA & D
FER) . AAANZ R (c.469_484dupl6ént) b s S 10 IS TR ORI A S, (KEEME T, BER
W NTUE, BMTREEZRT. REITEBEEN E(L T, neuroferritinopathy T 541 % HUAIE 72§ (AR
HMRFER 7R 7200,

7T AR FHNFEFRIL 498-499insTC ZER T, 20 mifNIC T O EMEIRER CHRAE L, JER 0o HE
2 XD 405 RUITIT ERGEEREE N EI L e 0, IR, SEASMIKEETE, B O AREEES), REkEEE
iR 5. 460insA Ein AR LIV NMER, RAEEZRO LM TERD. 646insC EREL 7T R
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RATHENSFT o ENFRTHBI, 60 % RT/IIEIR, (MEERFRE, SEHGES), INESRT, BIEA
2, ATH-SEHMOA =T, fﬁf%é#?%@%ﬁﬁ?%r#‘ﬂ—#// A, GABEEIL R,

ATAG>A BEENP AL -V I NAVFR TR OGN, 10 RUITKFIERT THRIE, RO TR 2777
IN—=H U V= ALE B HD.

FRAHT R

MIF7 =V FUREITITE A DB, FEMLIEOLETIER T 5. FAEBLIETO 2ot TIRig 7
U FUREDRTIXVAICHES.

MRI CHIERWNITIREE, B, Waek, sk, UK, S, KIMEED T2 @ @ﬂf&ﬁs@f &
5. WATHI L 72 0 MHIRBE E AT 5 &, AR, E%«H(*Zﬁ‘lmﬁ%ﬁg LD, TR A
DTHE, $EEBbns. C468_484dup 16int SEFI TIIT/INMER 2 RD 5. T2*IC & 6%%‘1%@%&%% &
VD, e FHIRORIERTDEG] CHE RO BB MR & 72 5.

Bn AR L JRRE AR

72 F NI TR 21k O 7 = U F 2 EE{ FTH1 ferritin heavy chain 1 £/ 7 & 19k D7 = U F
#4H FTL ferritin light chain 72572 V) | &5 24 H5E £ > THZEOFRMEE 272 U NI HK 4500 & D
BT EZED AT, 7 = VT UEBHIE Fe2ta FestICESCCIET 5, 7= U FUISMIEIZH Y Fe2r
A A OfREER L IEHEREZ A L T D. FRHICT = U F AFRICHFAEL, YT RAETOHk
DOHEIZFE L TV 5.

T har RYTIEANLOAEBRICE A LB L L, 8/ ik 7 A2 —13% < ODARARI2BER HPICAFE
LTW5. g1 b= KU 7T mitoferrin £720 I b2 KU T ORNBEIZAFET 5. Frataxin 13
Far RUTEY vy ~m T, fji/ﬁllbﬁk7 TAL =B NI RGBT D MEEREZITo TV 5.

Neuroferritinopathy (23517 % #is 728 B ib‘ﬂ”h% FTL CHRumlicdhv, 7=V F o 12 @R
DR L SH, SRkl Zﬂ”ﬂ“%& I7. BEEEEFICLY, MRRO L Ry 7 2R HRSRICIL
BFHI 5.

WIS Cexond 126, exon3 Il 1 D FEENRFEINTWA.

BEEE D &R

DNA X7 VAF FER (FF) X7 ET I BRAER
c.474G>A p.-Ala96Thr
c.442dupC (c.646_647insC) p.His148ProfsX33
¢.497_498dupTC (498insTC) p.Phe167SerfsX26
c.460dupA (c.460_461insA) p.-Argl154LysfsX27

*Eﬁfxrfi%ﬁﬁ IRMEE, R, BE, BWRE, #ok, %A, Purkinje MildOBi% & 7Y A —
2 ERD L. MMEFRNIIEN L ORE N OE AR ZmidMia, 7V 7 mENEMRIZED, Zi
o 1% Perl Qféé, BLOWM 7 =) FUPURTHMETH S, 7 = U F USRI TR bIRED .
MRS DO TV AREE S 7 = U F USRI L S .

Neuroferritinopathy TIZEEDOILENEELIIA N L A% L, heme-oxygenase-1 (BRI A KL AT
FHEIND) AREL, IFERY(4-hydroxy-nonenal) DR % & 72 & 3. MR F AW TlX caspase-3
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& p53 DIEBUEIRNA A H AL, TR b— T AL HMREAMENFEIN TNDLHZ EARIN TS, [FH
B2 har RUToMEBLAONDZD, 2 har R 7 TOREAA B LR X D8005E, RWT
R harRUTHEE, ZHWWCEO TRV ANELDEEZLND.

2

P

HN7RIERIT R0,

R L — MANTIERD

VARZTIZH L TR OTEBE R Y U X AEHITH .
PATSE IR CTN T G S 7= SRV SIRF BN

MRS A DBS 13 1 Bl 235 v )

NR—=F Y = ALK L T L-DOPA 1315

S Ok W N

SRR

Huntington disease, SCA17

DYT1 dystonia

Choreoacanthocytosis, McLeod syndrome
SCA2,3

FAEMER—F ) = X A

or s W b o=

Aceruloplaminemia (Hereditary ceruloplasmin deficiency) : NBIA 4

BARER WYL RS
AR 7 3923-q24
KR T CP
B TEY 'L a7 A3 ceruloplasmin
ERIIREHEAEREA~AT o EERRBH Y, 1ZLAEPIEE~T LK
MIM ID  #604290)
FEIEFM R ATIE %) 51 m% (16-72 %)
BHFE 5000 A, 1,72,000,000 A (HA)

Aceruloplasminemia (823K & NIBICERET 2B TH H. 3 B E LTHIRIF (IfRETRIZ 10 4284
FHRATT DR D), MBE, MRS BT O 5. MRER & U CIIRB e, S m v A X
X7, HEHSEHOY A N =T, IMMEANS L OEFI TR LN D, BEGES), S—F% V=X AL
FEDRE. BERIFEIERTICE M T T2 2 bd D, MERE LTI o, RAEEENRHY, 50
PLETR OIS, MM ITE B O I ZAUX 98% DIER]I TH LALA A, IRz 5.

AT OEASROBEGNI S EFH O, FERIFIZR. FRET RLITER 2 T/MMIGHE, RESRFIRE, HRE
HE)- 7T F = ZAOMERH L. AlME L b EDN D FRITITHRIER S D & oA 0.
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TRAS T AL
FEESERTIIMGEEALR T T AI 370, 72U FURENER (EFO 12{5RE) 2425, I
HEArTIAIy ZorX X —BEHRITES, NRMEELZFED 5.

Mg (10p g/dlLAT), SRR (45ug/dlPAT) 1K TFT 5. 7= U F U RE (850ng/ml) (33N
JHFNB D B BE I TR T 5.

AT RESERTIIMFEELR T T AI VL YLRIEFRORN 1,2 THh 5.

MRI CTiE T2 HFH (G CHRANIS L OVMM, REER, RBIREE, 9%, UK, RE%, BE CIEEZ 7,
FDG-PET CHJE R I IR ORI, HEITIICITIRERE, KA IS & CIECHHEI AN L3 5.~
T AR MRI TI3/NMZERE O BN HE SIUTW S . SRR O RKIZAIE TS & S 4, AFIETH L.

B AR L JRRE AR

Aceruloplasminemia Tl a7 AI VB TFOERENEROND, 40 FREDOEEN NN TWND
2, Wi 5 hot spot [F720.

a7 TR ISR D 95% DK THY, 7eunF X —BE L TOERRH Y, ik Ok
ZRBEIT 5. S BHIT freeradical scavenger & L CHIEHT 5. EAn 77 AI VBB TRENELD &
FREDN D ORI O F S WRLRY, ORISR FR L, BN TRLAI A b L 23
KT 5. MNTOBMEAIA FLARERL TWD Z 1T 4KBI(L ) *F—o~m ViE-2-7 VT B R
FER EHLTWADZ TR &Nz, T b2 KU T ® complex & IV HRRIZBT 2 a6, I b=
Y RUTHREEFE LA LN E STV D.

FHRE PRI ER R IER D 2-5 5L 72 0, BREE, #okTHE LV, ST 7 A b
P A FTERNSERET L. TIIIIBME IR SN2, TG, JENE B Ml Z8kiiE & 7,
PERIFOJRIK & HEE S AL D .

R T

NBIA DOt &
Wilson J7
Menkes 7

HFA associated hereditary hemochromatosis

= L b o=

1. REBERES L— FRCOSKRZIRFRILR W, JEFIRE TIIAM & Shve. des 3R RhEE
IO RFHERICAZ L Sh.

Fatty Acid Hydroxylase-associated neurodegeneration (FAHN) :dysmyelinating leukodystrophy and

spastic paraparasis with or without dystonia, spastic paraplegia 35

Bt QBRI
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IR 16921-923.1
JRIRE{s 7 FAZH
BETHEY  FAHN
MIM ID #612319
FIEFM ¢ 3-11 %
#EE 1/1,000,000 LA T

=

PRAEAR

3-11 s CRIE T DHERBEIRT, K/ F=7, BUEIR (EARREZEN, IRBGESIIETE) 2 REICE
DFRET, EATHEICRIAIBREIE S, CTAAZAELS. NBIAICET 2KEED—2T, TEROMENH
5. ﬂfﬁﬁﬁb%ﬁ*fﬁﬁ@ﬂ*ﬁfﬁﬁ%zﬁ“é AR, WE PR LRT. IRER E LTERIMET, HEk
%, CREE 7, IREKESR CIIRHE, MGHEIRR, & ErERBEREE 2380 5.

?F

FRATFIT AL

MRI THEEEROSRIAE 2580 5. AT/ NM YRR, B, F, T4, FhOFEMHZBD L. KD
FHid 5.

B #C granular histiocyte % 8 %

FAHN (A) ¢ PKAN (B)
KIMZEHEIT FAHN (2580,

1. PAR=THEMECGL TNz a Ty, Fal) v FHE=U0, X b L ryRHWLNRS. B
BITEBNZ L D, BRHIARY U X LAEMEFA SN D, DBS, REERMIEN, RN &b iElT S
nTn5.

2. IRV EOHED TR
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<EEERE>
Barthel Index85 LI TEX&RET S,

BHNE e e
Hr, HBh B2 odss v AEHERRENICE K 2D 10
1 B W Bh (722 20E, BT 28> TN L TH59) 5
248 0
B, 7L—% 7o L AROBRIEL G T GETH ML & Te) 15
BT —
) ke B DI B E TR T2 10
7 FEAZ LT A RETH A NI 2B 5
B
B EZIIR AT HE 0
Bz (Pemm, 52, WEx, ONTHID) 5
3 EBE
B 3T (KARDERSE, BIERE & T N— 2 T NABERR L E L TODIB AT F O%EL & "
Te)
4 MUEHME o
ERAI B, KB 2 D KR, AR B E BT 5
B FEZ TR ATRE 0
EhA 5
5 A
NI Y E NG = 0
45mPL BT ik A (R, BRITa 3R O o F #1203 15
o 45m P DI BIAAT AT RO EE 10
AT
AT ARRED A R 71T 45mPh_EDERERHE 5
LS 0
B, B30l oM HoF EZR D70 10
7T BEEAE | MBEEREETS 5
AHE 0
HAL, i, 77 AT —  EEOENEE T 10
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