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NBAIA: Neurodegeneration brain iron accumulation, PKAN: pantothenate kinase associated neurodegeneration,
PLA2G6: Phosphlipase A2 group 6,

FTL: ferritine light chain CP: ceruloplasmin, FAHN: fatty asid hydroxylase associated neurodegeneration

PANK2: pantothenate kinase 2,

INAD: infantile neuroaxonal dystrophy,
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<DYT9 PR,=7 ., BRIEMBR T T— X - EME R F & (CSE) >

1. et

(1) Biat BLBAKENE GRIZFE 1p)
(2) RIEFH#D:2~15 /%




Q)RR EEBFRIEDORKEMEDO AN =TEMERICET S, RIEFICEROESES. OFOT
BOBEREEHS, BREHSILEH D HETH 20 sET2/ B~2/ FREELELD, H
FEITEERFEETEHT 5,

(4)ZDMDIERK : MELETZ2EHT55ELH D,

(B)EERBREMRR iR LT 2 RMERBIENARESN TS, BIFER & F TERIh 5,

Al E{& (CT. MRD [ZTHFER T REC&IFALY,

(6) HRIZE - thDRIEMED R =7 (RBER)

(7)Definite (FETEZH) : LB FRIEDREED SR =7 &b, BRI TEE S FREEES,

(8)BEHIF EE). 7/LO— /LB, BiRR BFLEENFRITES,

<DYT10 PR+=7 . RERFIEERFREECZAF DT 1(EKD1) >
1. 2nEEt
(1 EEER  BREREN GEEFE 16p11-921)
(2) FIAEF#L: /DR~FA
() HER . ARG HEER > TREMDORN=TZEAL., 8585, 10~30 FH TEHEHA L
REEZ1BIZHTE~HAITTERYERT, PHLGVEEES THERINAOT L KFIZE
BLEFERIZLGS, BARTIRESFRLL IR ARMETEELGLIEDLEL,
(4) Z D DR : D FFEAGEE IR TSN TLVELY,
(5)EGIRRER R  INE{R (CT. MRI) YR RESHTEEMNZLY,
(6)E AT thDREUSAR=7,
(7) Definite (FEEZHT) : RRGHEEER CHE->THRMEMDOAN=TELL., &Y 5,
(8)SEFEFEH  HEF—AIDOLTRICAELHIENZ VD, FEIOZELAROERZEFLELHD. 5
ERFICIE B OERET 2 E D0 FERMBBAICIERAIELTHEFHEEZRDLE,
2. REOBME:
FIEMHEESFERMEIL A 7T — X (Paroxysmal kinesigenic choreoathetosis : PKC) [&#&Y R LEZ S
ERFRORHEEE THL, FLREN VL ONDEBMHTIEEN S, REFEHEEHFRESIFRD
7 (Episodic kinesigenic dyskinesia:EKD) . B4 K i3I & (benign familial infantile convulsion: BFIC) .
LR fEs - BEM LA 7T F—3 X (infantile convulsion and paroxysmal choreoathetosis:ICCA) A& Y .
EKD1, BFIC2, ICCA MiEEFEEIF 16 FRBAXD LU MOATRIAICHY M ILEGFREDAREENH D,
SRGHEEESDORRORDOAICELAIFMHEEES TREL 10 EELED, ERHEBIZL>THER
MATRET. BHEES 3400, TRRICIEFEY ETUARER ., LIRICR S, BREMORIKLH- T, HIELREE
BEIVYHEIT, Meed2<ER. FEMSHICETe(ER LR H SNz, BROEF EFTLHNDFREL
%Ly,

<DYT11 SRR=T7  SAHYO—XR - CR=F EEIEEE (MDS) >

1. ZHriast
(1) EEHX B LEKREN GEBIZFE 7921, BIEF SGCE. & FEY SGCE)
(2) RIEF#S  /DNREANSFEHA



()R A IO —XREDAP=TEERET B, BIETIEAREMRIAIO—XRELD, SH/A—X
RIFTFER, EERICE VN PR X RESRAN=-T GO RA =T . EELRETH D T
ILO—IILTHRET S,

(4) ZTDMDIER  FHEMEEEZEIEN S,

(5)ERIRIREFR

E&FTR . BEHZL,
(6) ERIZH : thDBEERE RS OANZT,
(7)Definite (FEE M) :SAVO—XRX - CRL=T HHWNIKREEIAIVA—XRDEFI T, 1T200 -4
AT UAY (SGOE)BIFNEREZRHE T ILIZELS,
(8)8FZFRE . 7INA—ILRIEHSAIVO—XREREEZTET S, FELERBEETERICRENZ L,
Jonr-HLad N OERESML. EEBXIESHRT. BHIEOOEH#TH S,
2. KEOHME
SAIA—XR-DRZTHEMEGHRBEELTHIILI-OIE 1988 F£M Quinn NP (245,
BERRAER (ESA VO —XRECAPZTHAEEIERTH D BIE TIEAREMRIA IO —XREL D, SH/A—
XANEFEIKRTEMEEEE T 5. LEREABRMICZL REFTILA—ILTRET D, B LLFICELCEMET
1835, PAMTFILEEBREICEEFYERO A7 (EHRE) . ERCRANT (BE) 455, #EH
[ZIE 20 METITRIET 5, EFITDRNTHR, —BUDRM=TELLIELHD BHEST S H REH
BEE (OCD) . NI HMERE) . TILA—ILEKFLLEDRREH D CANALRKREE (FEMS. IEREM)
DHELHY . TADAIEDYTI 2B ET IBICEHESELNESN T,

BETIELARRIEED., 70FE/ AL NLTABIEOPER. 7ILa—LIEEMTH >z, 7ILa—)L
RISHEIZIEINDURBHYEBEERBILTHIL1H D,

BEHERTELBREBEERLG. FELRB. R—BEF COEGRFOLETREHEEN T maternal
imprinting £&N %, SGCE BIZFHRBFHEEKDADELDMNFEIRT HZLIE, (FLHTIRAD SGCE EEZFT
AHNFEENT=,

BIEFERIFATOO-HILATYHY (SGCE) D/t RER, INRKIZEZIL—LY TR SAEY
AERICKYBBERABDOEENELEINED. I . ATOICROND, £BAEEIZLS SGCE &R
K(ATO)BIFESINT, Fo. RAETIVVURKEHALNIZHY, EEM PCRBBELINTINS, HERY
BIAYA—XR-OXARZ7 T SGCE ZED RHEINDEIE L 20%IZF EFXLY,

<DYT12 SR+=7 . BURESAL=T -/{—F Y =X Lr(RDP) //NRZEE 7 BREE (alternating
hemiplegia of childhood: AHC) /M A FREERIB RINE LM E R R EEEEAEREERERSE

(cerebellar ataxia, areflexia, pes cavus, optic atropy, and sensorineural hearing loss : CAPOS) >

L#). RDP OAHM LN TV =AY, Fxif. LFEEDITENH LI EN R INT-, SEBIIERKRIEKRNA—
N—5yFLTWBZ¢tELH5,

1. BTt
(RDP]



(1) BEHRR  BRBHREMN GEIZTFE 19913, BIGF ATPIA3, BIGFEY ATP1A3)

(2) FRAEFHD: 14~45 1%

Q) IR R RMICRET 5, 2~ 30051 A TEKRIFFERLURIFEAEETLEL, DPA=T &
IN—FXVVAERETRT DA 7IXEROSIZE L, SA—F OV AER TR, ZPR
SEEERY,

(4) ZTDMDIER  FHEMEEEZEITEN S,

(5)ERIRIREMR FICEELGL

(6) BRIZE: SUREDAC=T - IN—F V=X LELTHEINT S,

(7)Definite (FEE SR : RMRETIEEFEFLEDORAN=T /IS—F Y XLETRL, ATPIASIZEES

RHB,

(8)BEZXE : DAL 7IIEEOLRIZR DYTI, DYTS ERFMDHAEERT . /S —F UV SEREL THRER
FIRESN TGN, ERBARBHEELTHINTTELRETHS, REREFBTLELR
YA AW

[AHC]

(M EEER  BREFETEGERR

(2) FEAEFan: FLIR B~ 4 R EA (18 v A LLAD)

(3) t#iFFT R RIEMEREE O AREFRETGR S, B, SDANTEBEEL, ) RET 5. MRFKE
REDHZELHDH. REAIE—FEETRAEMTHS. REDREE IR TRETEERS
RIEHEETHAD . HAFHRTIEFRLRONS, DA T EMEOALATTR— R,
AREKEENEE (BRIK. SEXFAERERAL, RIRAL) | BEMERER (BT RELHAXIEE
B. FRALLGE)ERHD BEEE ., ETHEORMEREEFTHIENZ L, BIRTE
KRIZHEKT B, TADAREEZREIEFLRESN TS, RRANITEED AHC ZRHLE
1H5,

(4)ERRBREMR BERREESH. HiETAFEITAL,

(B)BIEFRE EBIEFEE ATPIA3, EIZFEY Nat/K+ transporting ATPase alpha—3chain. E{EF

E:19q13

(6) BRI £ 0E 0%, SV R 7% (MELAS, PDHC 2EERE) . TAMA (YR (Todd) BRE) .
FEMRER. JILa—R-FSURR—2—1EEE. FEK -7/ RBERRIBE.
ZFDMDERERBMEEE CREVAFURIE. NIV TREE)

(7)Definite (FEE W)  BEFRE CEGFEENRESNTZID,

[CAPOS]

(1 EEFR  ERBEFEEEERHKRK

(2) RIEFH ZLIRH~/NRH

(3) ta#FFT R RAEMEREMEIC CAPOS AAFEALLBITROND , RIEIFH A FKEL. BiBLLLITEKIE
BROHET D, ERTERETHICBEL, STES. RLH. RAEE. #HEES
155, BETR#LEDOOND, BEEEEILRI-ND,

(4)ERERRERTR MR BB IZIZREZZHHL,



B)EBIEFRE EEFLEE ATPIA3., B FEY Nat+/K+ transporting ATPase alpha—3chain. :2{xF
BE:19g13
(6) B EZHT: OB, SV R 7R (MELAS, PDHC REIELE) . TADA (MY (Todd) FRE) .
FEMRER. VLD —R-FSUVRAR—2—1EEE. &K L-73/BIRRBEERRIBIE.
ZOMOERERBEEE CREVAFURIE. NILNFYTRERE)
(7) Definite (FEEZHT) B FRETERFEENRESNTZLD,
(8)5ZEZLREH  RRNIIFERDERMNRONSIENHESNTIVS,
2. REOHE
BIEERDURANT IN—F VY AR Z R, TR RERBZ &5, Brashear 513 36 HID
ATPIASEED RonHIEHEETLIz, ORRT/HEDEENHYVIRRIEIFA—EETHS, SRR TIEHK
fEF (X144 T, T613M Tl de novo EEL RSN NTOZATETHSIEE VB EN GV ESNTZ, FIE
FHERIE8MAND 55 BT 10 £ 20 KITZ LY, T 22 iR, BEGRERMICEFLBOENWCA=TERDHE
HHD. REFFEICRHT. 2~35 55 30 BTEMAL. ARKNGH LN THEHZRAN ADRITEISHS
ENLLY, ZLUTETLEIELLEVD, 2B B DIBEERRT 5L0H 5. K TFHM CTRERSL
INEIZRY (B TRREFZHI. PA=7 I £ 51, KEMETER > LIR> TRODELH L. /A —F V>
FERIFEEFELZBRFRBETH D NA—F UV UREICIERIGLIEN, 5 DKE. HEKRFAEMERE. T
ADAFEELRONS,

<DYT18 PR+=7 . RIEMFEFERESAFRTT (PED) >
1. st
(1) EEHER R AHREN GEBEFE 1035-p31.3, EBInF SLC2A1. EzFEY GLUTI)
(2) FAE i /NRH
(3) HRFT R EBHEE .. BRAER. IS TORTIEEEBN S S, DAN=7. . aLA7Th—
DR INYRLIGEHERELD, 505 30 HDOFEEEX1HIC1E~1HICT1EEYIRT,
(4) Z DR : TADAEEEESILDMNELY,
(5) FRIRIREFTR :MRI TE R EWERDOBRERADEEFR R FDG—PET TEEAIRKDERYAH
KT,
(6) BERIGCHT: RIEMEDAFROTELTEANT S, DYT8-10, 18-20 DEEFEMNFEEL TS,
(7) Definite (FETE BT BEENBEEZRMEDORXRIT T SLC2AT [INTODEENROND,
(8)BERE:FREALLTTETBHEED TN, RLETF. M. AL RGENH D, GLUTT RZFEIR
BT LEEFEREBTPED ERICK SLC2ATDATOLEENHY ., LR REDEL FIELHE
HEBREEFERTEELTHD,
2. REOHE
EBEBRE CHERINIPREXROT T ORFXRUTREDRSIZEN PKD &£ PNKD DI THHEM
HELInT-,
BIEFEEIL 2008 £ Weber 5AVAMMEER M%E{ES PED T GLUT(glucose transporter 1) D REATA
75 (Q282-S285del) # R L1=, 31X4HI (BHSBHILHE1H) REDRR T, TALA . BEDKEET.
BV L o—RERET. A NEKEESAODEE N, FOERANGEEEE TEE>TLV -, PED OFHA



BIGFIE SLC2A1. EREAV/AJIE GLUTT THAHZ LM FERSN T,

<DYT19 PR+=7 . RIERFIEEBFRIES X RIT2(EKD2) >
1. ZEiESt
() EEER - BRENEN GEIEFE 16p13-922.1)
(2)RIEFE:7~13 %
()RR BHEHEEH > TRAEED RN T EEREHEELD, 25 LIROFKEE1HIC]
~20 EIfEYIRY , BARBERMA LY,
(8) ZDMDER: TAMAZEETIDOLHS,
(5)ERRRBREATR  INE & (CT. MR IXEE ALY,
(6) AT thDREMDAL=7, &KIZTEKD1(DYT10),
(7) Definite (FEEZHT) : RRGHEEER CHE-THREMD AN =TELELS, !
(8)5&FE1E AEKIF EKD1(DYT10) ERENLL, EELDIETAVFDIRRDH,
2. KEOHME
AR DRETIEIMEFEEE7~13 5. F15 96 BT DAP=T (B A)NEHEE (ON) DRIELH D,
mixICZ<EAEICLRON. BEOBEREZTLXRT . BHERE-NLID, AiRELTREDEERNELD
(6AN). 5HMB27DHETIHIZTI~20 BRLNS, FENEIL>TLLNGELAESD, b DR A nd
FEDEVWLDEHD, HAl. mRIELIZHD, RADEHZKYSIEFEHIINDIIENZ D, BERTHE
ABERBETHLELSS, BREBININCRONBRIELEN oz, TADA2ATHELIN . I TADAE
[T&EL =,
BIEFEE:16p13-922.1 ESN EKD1 (B K) [ZEET %, TIVHRKEAD PKC [ECOBEICE =D,
ICCA &< EKD1 &IFMILEERFTHAMBLNAAEKD2 [T b &lFEGLHEEN S, PKC [Z[E
EKD1. EKD2 IZESELEZEL\DLH S,

<Pantothenate kinase—associated neurodegeneration:NBIA 1(|H£ Hallervorden-Spatz syndrome) >
1. et
(M EEHRX - ERBARSEGEGRTE 229131, 8ZF PKAN2,
BIZFEY PKAN(Pantothenate kinase 2)
MIM ID *606157, Gene map locus: 22g13.1
(2) FIESEHD : classical type: 6 LL T (6 A ~12 &%) . atypical type: 14 % (1~28 &%)
(3)#8E : 1~3/1,000,000
2. BRRIEIR

10 RUT CTRIET DETHEDOORAN=T  BERE. B, RIREREMEZTYT,

75% DIEIE classical type &S, HITIEE | ZEEE THRAEL .. HASNBRIERNMH- TS, KRS
BAERD ZLIFOR=7 T, HERCEERESAENIH DA T IXiMHERE., BKICEond,
ASMCAR=TICEYREZRT E1H D, HARERLBER OGNS, REFHICERMEREELEMEL
BASHT. 2/3 DIEGITEH T 5. ERITETHETREMNS 10~15 FTHITTREEL D, TADAIEENT
Hdo



25%% 5 8 % atypical type DFEFITIE, 10 LA E THRAEL , HEEEFTOBBERNBILL. KVRRICHE
179 %, REREEFELLTIF 0% DEF TRESENMEEREEN SV EDRORAN=TEH DN, classical
type KYBIRETERAE T, 15~40 FERETHITIEELLD, T<HRBDHEELE L, ¥ 1/3 DIEHI THMIE
REATHEESHY) M ATERRAERERZMNEAR SN S, EHICL o TIFESEKRNBALSHA THL, FHHEIKT
I DEELHL. MEEREREIBRESHLEL,

PREIRBFIEMFENSD 10 A LURTCRIE S DOETHENE 10 mAITFKELETHEL 20 HAIZH
TTRERLRDBIRENH D, T DA Tourette FEIREE . MR TFROT BB 21—ORBHEUDKREEZE
THES. BRAREN—F VX LETTESGENRESNA TS,

HARP JE{% B (hypoprebetalipoproteinemia. acanthocytosis. retinitis pigmentosa. pallidal degeneration.
OMIM 607236) HLiERFEREM PANK2 (RSN F-ZEMDS PKAN IZBESNT=,

3. REMR

MRI T eye-of-the tiger sign #5885, CLIE 1.5 TASLLED MRI O T2 EFAEER T, EUMEBEERT
REBRNONAIEEICEEELRODHLEIET . PANR ZEED R 515 PKAN TIE2BIBHETH S0,
MRI Ff R A5 PKAN DEZETIZE 1AV D 1E<ALY, NBIA D TH PKAN ICO#A RO ST R THEEL S
LY, =L XL B9, Hartig D) —X Tl eye-of-the tiger sign BNRESNBEFDSE 15% T PANK2
ZEMNRHShGH, T,

MRIRER CTRIRES/\3— %7,
8% DIERI THMFMIRIEE TR T -
4. M

Pantothenate kinase 2 JBEZFICEEZRDH D,

BIEFE ., BRER{& T PKAN #£EL) MRI T eye-of-the tiger sign #5215 E1Z1% PKAN #3#8<EE5, BT
ZHIIOVWTIEAARHEZFRI MR EDERTFLMICETIHAFSAU 125 BENiL,

5. SRI2HK
(1)ELATSRZUE, MiEEH (R/O Wilson #%)
(2) RO 4 L") RIXFHE (Neuronal ceroid lipofuscinosis)
(8) Bhexosaminidase A R1E%E. GM1—-galactosidase RiEfE
(4) 3R #0#2EA 3 2 R A 74— (infantile neuroaxonal dystrophy) & UMD NBIA & £ &
(5) dfucosidosis
(6) childhood-onset ataxia (esp. SCA3, SCA7)
6. B FERLREAE

PKAN [CR 5N S PANKZ BIEFEEIIBDHTEHRTH S, Hartig D 72 FEFI D) —X Tl 48 510 96
DT7UILTEENRHIN, B EOEENRE SN, SIAEVAEE, exon RE. IMRKIZKS frame
shift, aberrant splicing BNHYRFRLDERICHIZYR LN, REESIHINEENTOESLZL,
Alternative splicing THIEDFRENELELS-HOEEBUDFHFLRELLL, COV)—XATRLZLID
(& ¢.1583C>T (p.Thr528Met) T, C.573delC (p.S191RfsX13) ERIFHR—FUFATO A RSN 1=,

INFETOREEERITIERLEVERE c. 1561G>A ERTp.Gly521Arg LSREVRERERL
25%%F 585, ZDIEZA ¢.1583C>T (p.Thr528Met) . ¢.1351C>T (p.Argd51X) | c.1413-1G>T(IVS) H % LY,
c.1561G>A ZR[INT O THF Mo HBDRIIRE N HEE SN T=,



HIRREEMREASIEEKIETIOT)TICELLTERL., iR —EICE RoN 5, M8kt
EIFTMEFBETHEETH D, PKAN TIEBHBEE LR IFXREREEETRONSD tOEBLLTIEHELNT
(TR0, HIFMERRRT R, VA —D X ZRMEBGMEISABRERETERTHD, MEDRITO/FLIEE
THb. LAAMRYRIRFUEZ1—AASZULMANICERT 5,

7. AR

() BAEERITGL,

(2)DRP=ZZIZHLTRYYR R (FRE) /\7B 7z (BORVEEE) PRIAF S Tz=O—)L (O A
FRATHS.

(B)N—F V=X LIE—H%IZ L-DOPA [FEHTH S,

(4)GPi-DBS " ERED#HELH D,

(B)CAP=TICEBZRMEDEETHIOB\ED AL —TFICLIREFHDOEEL  FBEEENVLETH
%,

<3R4 #ZEFE S A A D 4— (Infantile neuroaxonal dystrophy :INAD) . NBIA2>
1. e Et
(M BEEHX . EL2ERSMEEGFE 229131, REEEF PLA2G6 (phospholipase A2, group VI)
INAD @ 79%DIEFI TRIESLT=, )
MIM ID #256600
(2) BAEEHT : classical type: 15% (5MH ~2.5 &%) . atypical type:4.4 7% (1.5~6.5 5%)
(3) 48 : 1/1,000,000
2. BRERAEIR

ETHEORBMEIR BRER, BRI TTE., OEMHEEZTY .

Classical type TIIFEHEENIRITEREFDIEER R, ETHEDONEMEEZ L RN ANSIEDREIZTRYT,
ZLDIERFITIEREIZEEMRFMELELEDD, 1/3 DEFITIERIFTVEREDR IDEETHD, £HITOR
b=7 . fEfE, BRAEIK. DNGERZERO D RIERSFILNETHITAIRETHAHACEN B HIF M TKEA
HEDHLINIMDERICKDSHTETZRL . HERER GRAREERE. MR, RIRGE) 22 DH5.1/30
FEFITIETADAREEZRO S, THRTERE 94 B THS,

Atypical type M FIAERFHAIL classical type KUHZL 10 KHZ LY, FEKIIFALES, KAMSTEET
Hd. SERFREFTEN HEMLTERBEILTEL, AHEENR. RIR. EKEFE/EIL classical type EREIHR
THHN., ARDERERIIRoNGL,

Karak fEIEEE (T, BRIRIGEL CTREARAE/MNKER . DRM=7 | &, FIREETHHY . MRI T/MXEHE.
KRERERBICHRMBZRODAINE L DRFELTHESNI=AY, PLA2GE BIZFEEMNRESNI=T=5.
INAD [Z&FENBHT &I T=,

3. REMR

HEREECHAZMR. HERETRREZZROLIN, R CERERTIX1/3I2RHEDATHD,

MRI E{& Tl 95% DA T/IMNKZEHE . 50% DIEFI TREEK. BEICHDILBEZRO D, MEDT)A—
DRITHELT T2 sEFEER T/ MDD SIEEZ R DD, F-. NP KINAETEEZZRDOLIEENBLY,
Atypical type M MRI & TIX/NINZEHEIL 83% DIEHIIZBFEY . REBHRPCREEDHKLENEILD,



PLA2GEEIGFEEGMHIER D 87% THRIBHBERTHMERIIOMRERD D,
4. BIEFEELFRRELERE

PLA2G6 EIEFTlX 4 BEEFEEMNRTESIN., 32 MRV RERE, 5HNREKIZESD flameshift, 2/
TURNRTFAREBMIER A RREDBELH D,

Classic type Tld null alleles T atypical type [(FEEEANTHESZ T . HBOEGFEEIIHRFATIEA
LYo

HIRREPRRE DGO, 2RMGKRINEE . MUDERERAEREEEORBRABRIABELZR
55, HEFIITHIFMERE LT VA — REEMRITERO L /METIE Purkinje cell & granule cell ED N
DM EE A D, BIREARERATIOANKINEE . EE, /DK, kg, EHLRICRoNDE, XT7x0
ARFIADUFEOAMDEXTER 30~100um THY ., Za—AT(S5AVREEA TS, REIKERE
TIEOERRICEEERROBDLBEERD D, Alzheimer IHE RV PD FELAH DN, BE TITHAEI ML
Lewy /MAZ | KINEBECEERKTIE & XILAVEHED Lewy IMEEH ., F1=. UUBRIE S5O #ERME
RHEZAIERZE CRIEEEIZRRO S,

AT7TAARR Lewy /MK, i RIGHETILEZ L0 THF ITEATH LA, Ml BEEOBIEBAMN AN
BRICE-TEDEINLATREMD B D, PLAZGE BT IS HIREIEHF O 7 R —S RIZTDVWTHBOH TEER
BRZO—FLTLAD ., B LOBREITHATH S,

5. JAE
(V) BEAEIFELD,
(2) DRP=T71F\ AT OMIAFL T2 =D — )L TERTES,
() TAMAREIZOVWTIFMEREIZHEYAEEITI,

< &7V F%E (Neuroferritinopathy : NBIA3) >
1. st
(1)EEHKRRX . ELBERENE GERFEE 19913.3-q13.4, [REERF FTL gene D dexon D 460insAZEE
FANIZ 458dupA. B FEY FTL:ferritin light chain)
MIM ID #606159
(2) FEAEEEHG: 19 39 &% (13~63 %)
(3) AR HF T 100 FILLTF
2. BRPRAER
BRAFRIEDFHEHRIEIORAN=TE1~ 28RO BEDORMEEEEET LS, #AIRIE L EHIE
BN 50%., BRTESAR=T 43%., /IS—F Y =X L 15% TEME/NNYRLOERES, 2E(TFENTHS,
ATHESAR=TOREREERONS, BEEOD AN =7 (LB RN TR EDOMEIZESEH PRIERH
IRHES 5. MDA RICIXRRELR L ETT HEEEEE AN =TRANROND LS5, 5~10 F
THUBRIZIAANY  FAER 20 FLHWNTEFMELDHD. FERTIMETH D, MXKFR. EEMEIREL . FREEE
Birt=-H0hIENEL,
458dupA [FETHES, N—F VX LA BILL, BAES. MHEFNR 505 (460insA EDER),
BARARR (c.469 484duplbnt) BIREIN 10 MAICFIROIREA RSN EREME T, RERE. /NFIE.
BITEEETRT , IREIFZZEFNEART, @7 FUIE (neuroferritinopathy) TR 5N 5 H B I HE(A



SN EEIRZT RSN,

TV RZRNTH AR FRIE 498-499insTC ZE T, 20 BARITFIEOUEMIRE THAEL . FEKDIBEICL
L) 40 AT EREBEENERLGY  NMEAER . SEANIRIEE ., EEEOFKEEER). RAEFTER
%o 460insA EIEFERELIT/NEIK  BRAEZERH DR TELD, 646insC BRI ISVRARHNFTEANS
FIUFANRRTHDN, 60 X T/IKGEIR, (RIEERFRE . BROEE) ., NERST, RIERZE. OTHE~EE
CARZT BETHAIDNTROMBAETERT . NA—F V=X L BHMEFITEL, 474G>A EENRX
RAV~FRILMGILRRZTRON, 10 RICKAESTTHRIE. ROTHBERERT . /A —FY=XLE
Rohnsd,

3. REMR

mEI)FURERIZFEALEDE . EFHUBROLZMETETI 5. EFHUAIO XM TIEmMEFT Y
FUREDETIE 1/4 128BF S,

MRI TR BRI IR, BIRZ, REK, B, FK. RE. KIRNRED T2 @R EGR TEEEEGD,
ETHEGVRBEENEET L. KRB, ERBIEEELLD, ChEETo<ERICLLFE. i
EBH NS, C468484dup 16int FEFITIT/NKNEREEZRD D, T2HIKDHRBRDOMELHY . RFEHOCREAER
FEI CREBRORBENEIEELLG S,

4. BEFEELFERERE

TT)FUIEDFE 21k DT V) F> EEH (ferritin heavy chain 1:FTH1) & F & 19k DIV FRHE
(ferritin light chain: FTL) AN73Y |, &5t 24 S F-> THEDBIRBIEIZZYNERIZRK 4500 ED KR F%
BYRAL, 7)) FUEHIETFe”Z Fe¥ [TROMNIEEIL T S, T FUTHMRAE IZHY Fe kA4 DFEHE
FRLFTEMEEE AL TWA, BT FUIEBRICEFEL. VT TRETOHOHEICREEL TS,

SFAVRYTEIANLDESRICHELELL, KRB IRAI—([EELDFRAIRGERPIZHEELTLS,
$IISaV R T AT mitoferrin ELYS ROV R 7 ORIEIZEET %, Frataxin [(EShaV R 78I vyROY
T8 REBEISAI—FUNIVEESRHICEITAREEEEZTO>TLS,

T ) FUIE (Neuroferritinopathy) IZHITRBIEFEEEMLIFIWVTE FTL CRIFHRIZHY. 7zUF
V12 EAROBEEELSE. BBEREICEEERIT T BEEESICLY. #EROLFYIRBHLHER

[SIKES o
IR M T exond [26, exon3 [CT1DEEFEEMNHESINTLVS,
HEOBWEE:

DNA XULAFRER (FEF) BUNBETI/BRER
c4714G>A p.Ala96Thr
c.442dupC (c.646_647insC) p.His148ProfsX33
c.497_498dupTC (498insTC) p.Phe167SerfsX26
c.460dupA (c.460_461insA) p.Arg154LysfsX27

HRREFMICIIRNRE ., RK. RE. BRI, 5. RBEIK, Purkine IO IRELT VA —2 X%
RO D, MBZHICEBRARVHRENOHAREZERRE. 77 0ERNRMERIZFED. Chb(E Perl
ZERURIZUFURAKTHEETH S, 72) FUBEHARIER TRUREENEL, #lastoer7)
FRBEML I F OB EEEESN S,

#HIEE T ) FUIE (Neuroferritinopathy) TIXEk DL E N EEIEBIR ML XEF AL, heme—oxygenase—1 (E&{LAY



ARLATHEESND, ) EHEL. IEEELEY (4-hydroxy—nonenal) DEIEEL =5, MBEFHICHER TIE
caspase-3 & p53 DRIRMEEM A DN, TR —L RIZEDHBHMAATEANFESN TLDIEATRINATIVD,
BEICSF VN7 O#BLROoNST-0H . SF VK7 TOBILMAMN RIZLE8LE . RULNTIM VK
DTEE. CNICKYT R INELEHEEZOND,
5. A&
(D) BREREITELY,
(2) &L —HIIE TS
(B)PARR=ZTZIZTHLTARAVY ST EEL PRV X LES IEER
(4) BEHER I BEMRECIIUVENEY
(5) B iR ERFI% (DBS) (L1l &EH B Y
(6) /3—F Y =X LIZx LT L-DOPA (£ £E3h
6. fEiRIZH
(1) 7\>F > ;%% (Huntington disease) . SCA17
(2)DYT1 P A=7 (dystonia)
(3) Choreoacanthocytosis. McLeod fE{&E¥
(4)SCA2. 3
B)BEEM/I—FV=X L

<$E)LOTS5AIMEE (Aceruloplaminemia (Hereditary ceruloplasmin deficiency) : NBIA4) >
1. e Et
(1) EEER  BREHR S GEEFE 3923924, [REIE{RF CP.
BIZFEY t/ILOTS5XI2 (ceruloplasmin)
ZEIFREBREREANTORSERLHY. FEAENEEANTOESHK
MIM ID #604290)
(2) RIESFHES: MARE T8 51 & (16~72 &%)
(3)#8£:5000 A 1/2,000,000 A (HZX)
2. BRERAEIR
# )L OTSRI MIE (Aceruloplasminemia) (S 8k AN N E NG ETE T BEETHD. STHMELTHERK
(FHEFTRIC 10 ELLEETTEIENH D) MIRSE ., HIFERNZE oD, HEEREL TTRMES.
BEEEE AT ROT  EBEREOCA =T IMUKEANSLDESF TRONS, BHEES, /N —F V=
ALLBENB W, BRABRREAMCELALTTELLHD, FBHAEKELTIES D, BAMEELHY. 50
BULTRONS, BIEEMETEESICENIE 93%DEFTRLENDH., BAOIERI-N5,
ANTOEESARDIHEFIISIERFIHY . MERMITGEU MR R ITHR A< TIMMKE . Z2FIRE. BHE
B-TTh—L ADMENH S, BIaE ELRONAIREICIEHBERHY EDOHE TR,
3. REMR
RERSARTRIMBERILOTIAIVEEL T2 FUVREN LR (EED 1258 E) 245, iFt/LA
TSRV 7zAF IS —EEHIFEC NEREBEMERD S,
;&R (10ug/dL LLF) | 8K E (45ug/dL LLF) [FIE T 9 %, 7 FUIRE (850ng/mL) (FIE0, TR D &%



REEXT S,

ATOEAARTIEIMERILOTSRAIVLARNILIZEEDH 1/2 TH D,

MRI Tl& T2 BEABEGR TRME S/, R BB, BIRZ. #5%. RIK. 7. BETEEBEZRO.
FDG-PET THRERHAICITERZOBERSH, ETHICEEER. KINREICEFTERBEELEL D A
THREEARD MRl TI/NNERBOANBRESN TN, HREEDEXEIRETLRLON., FETELL,

4 BIEFERELRELE

#; )L OTS5AIMAE (Aceruloplasminemia) TIX I AT SAZIVEBIEFDLEENRONDS 40FEEDE
ENHFSN TS, LMW S hot spot [F73LY,

FIILATSRIVIFMEERD 95% DIBATHY ., 7zOF 4 —EELTOHEALHY . MM SKELE
9%, 51T free radical scavenger ELTHEAT 5, WILATSRAIVELRFEENELLHLMEI LD
BN ECLDEKEY | ZDFRERMBBRICHNERL., BN TRRIEMAN XHEKRT 5, RN TOEE
AL ZAEALTVSIEE 4-KBEE / R F—IL OOV EE-2-TILTENREN EF LTSI ETEE
BASNT=. SFAVRYT D complex I & IV H#REICEET Hi&ET Mo ShaVFUTHEEEF LA A ESN T
%,

HBZMICIINRAKENERED2~5ELLY ., BIRZ. B TELL, RKITHElaLYL 7RO 4
FCERICERT D, FRICIEIHMBE LR SN SH, FFEEBR G Bl SISk EZ R0 . BERR
DERAEHETEEND,

5. SiRI2HK

(1)NBIA D fthik &

(2)724)LJ 2 (Wilson) fi5

(3) A% X (Menkes) &

(4)HFA associated hereditary hemochromatosis
6. A%

KRIRBGEHEF L — P ROBRRZAERFEVDJEFMETEIERESN -, RE X HIER —FHEEES)
ORFERIZEESNT=,

< Fatty Acid Hydroxylase—associated neurodegeneration (FAHN) : dysmyelinating leukodystrophy and spastic
paraparasis with or without dystonia, spastic paraplegia 35>
1. et
(DEBEEHERX BLEARMLHE(EBETFE 16021-923.1. REEEF FAZH, BEFEY FAHN)
MIM ID #612319
(2) RIEFH: 3~11 5%
(3)%8E 1/1,000,000 LT
2. BRRIEIR
B~ B CRET DHMAREE ., K PRA=7 . RAERK (RHRER. RREBED)ZRHICETS
RET., ETHICHMEEEEE . TANAZTELD NBIA ICETHEEDI DT 7RROBELH D, xt
HRENSEMENEMREEREY 5. e MTEZTLRY RERELTEIRNMET. RERE. RE
EERO. IRBGEBR TIERE., QA RRR, % LERKESEZTEZDHD.



3. REmMR
MRI TREBKDIKMIEZRD D, HEITHIZ/MINFEBR, BER. 15, EfE. BHOEBEZEROHDH, NP LEE
I35,
& 88 T granular histiocyte #5285,

4. BIE
(M PR=T7 /EMBISRHLT/AYATY AV, FHF=DO0  ForaLy bbb, $hRITES
[2kB, BITARYY X LFEIMERAIND, IR RIBEE (DBS) | B BREGIRMT . (RRMIRHTEE B
TSN TS,
(2) Z R EBHED F I



<EEESE>

Barthel Index 85 UL TZXHRET B,

BEARE =8
BHi, BBELGEDEET, ZENBRRNIZEREZS 10
1 BE AN (BIZIE, ENTEY>THALKLTES) 5
29 Bh 0
SN BHi.JL—F ., D9 RAMDBELET (HITHILED) 15
T T | BEOBANBXEEREETS 10
2 bAYEA N
EAZLIITTRETHANIFEIX 2N E 5
DIEE
2N BIXIEAFaTEE 0
L B (G, BE, mEE, UIF#IY) 5
3 ER
MBI XTI T AT RE 0
B (KBRDRE. BIBREET . R—4J I EBLELZFALTLSEEE 0
ZFDEFELED)
4 MLENME . , -
AN, REXZ S, KR, BIBKRICNHBIZEEST D 5
NI IIA AT RE 0
. =hva 5
5 AB
AN IEFETHE 0
45m L E DT, HEE (EHF. STHRIEBRO DERADOFEIMHT 15
6 B 45m L LD BISIT. HSITHROFEREZSED 10
. BT TEEDIB S . BT ST 45m LLE DERMEA A
EE2Lst
B, FFYLEDFERADEEIIRHEL 10
7 MBEERFER | NBIXIIEREETS 5
T gE 0
Bi.$t. 77 A FT—  EEDEFEREED 10
8 BEHxZ ER B AZEMNLERN, 32U EFBESTITZS 5
LEEE LIS 0
KELL,RE. LEOIRLEETEE 10
BEEaU R 5 .
9 a1 EEIZREDRY. 7H. LEOTRVICNBZEET HELED 5
EEELst
KL, URFRESD RV ATRE 10
RV
10 a1 EEIZEREDLY . WRBOFIEWVZNBEETIELED 5

£z st




K
1.

W 5 HE e OVERRE FE S0 B OIS 6 1 % B 3 IR

T4 W IO 2 B AER | *ﬁﬁ)ﬂﬁﬁﬁ"’r CBL T, WA EICRBROREN2WEEICIE, W

NOEHOSDZANTHAE LR (T2 0, HREEH ORI 2~ BRERE Th - T, M
PAFREZR B DIZIR D, )

- ARRBIRRTR I D BAEE IS SV T, YR EFEREEO T TREMTOL TV HRETH

ST, HIT 6 22 HH TR bEVIREZ EMS B2 Z & &35,

ek JEROBREN LRLOEIEE DHE T EULIZY LRWE TH D0, SR R 2 ki S

DT ENMEREDIZONWTIR, ERERONE LT 5,



