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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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) MR IA 70 —X AL VA N=T B ERET L, BIETIIAREEI A7 n—X XD,
F 7 —X AT, ERICZ D, VA M=TE REBVA F=T HRVA M=, BRERETH D,
T a— )L TCHET S,
v) EOMMOIER  FEHBIIRE AL 2 ERZ0,
v)  EERRRATET AL MR AT - B,
vi) EERIRZE  MOBMEBLEERT VA =T,
vil) FEEZW : SA 7 —X X« DA N=T HDHWVIIARREE I 7 0 —X ZADIEHIT, 4 Fma -
Naz ) J (SGOE)EIG T OERZ RHTZ LItk b,

BERI TN A— VUG A7 B — X RIARIEE RET D, RERREMETHEMEIHIEN L,
ATvar s ay i OERBA, ERERIIZEET, REITOSCHEETH S,

PEROME ; I A7 —X R « VR =T PMEMEEEEER L UTHENL L7201E 1988 420 Quinn NP

blzk s,

FRRIERIZI A7 0 =X R L VA =T REEIERTH D, BIETIIABEI A 7 n—X AL D, 2

F 7 v —XANFIER CTENEZHET 5, B RSiHIcE <, REET NV a— L TEET 5, FRER
WCACEMECHT D 2, DA M=STIHAFREICE CZVSERVA =T (EHERSH) ., EEY A F=
7 OGEEE) L s, HARIITIZ 20 s E TICRIET D, L XV A M=THM, —@MEYA =T L2725
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bbb, FMREEZSZEOCD, =y 7B ERE), TLa—URkFERDFERbH D, TADAL
fisaile B GRVEME, FERRIEME) oG B H Y . TAMAIE DYTLL 2B ET AT 5208 Shiz,

RIFETIILAR RS, 7 a8 3A, N afiieef/sh, 7Tha—mdENThoTz, TV
= )VROSHEIZIZ U N U Ry BV IIBREL T 52 b H 5,

AR Y BB IR, RERdE, X-B T CTOBE T ORETHRIEMENFV, maternal
imprinting & &5, SGCE Ba TR RXBHFKDOALDEONFHEBT5H Z Lid, ZUH~ T 2D SGCE &
G THWEZEI T,

B TERITA Ty - Hras Ui (SGCE)D /) v AR INRKRIZED T L—LT 7 b,
A UABERIC L OBIERRTIOE BN -6 I, TR, ~T rIZALND, YRR
£ % SGCE &KK& (~7n) v#EIhi, 7o, fbf=7 VU RABH LR Y E&A PCR 23
BELENTWD, RIS A7 0 —X A« VA =7 T SGCE £ ED RLH SN 5541 20%I129 &
720N,

DYTI2 VX b=7 ., AMREVA F=7 « %—F YV =XA : RDP

ZWEE

D) B EYRENE GBs 7 19913, &{s 1 ATPIAS, EisfPEY) ATP1A3)

i) RIEFHR © 14-45 5%

i) MR - AMEICRIET D, 2-3 0B 1 4 H TIERIZZER LUZRIZE A EH#IT L2V, YA h=
T o—F VR ERT, YA NS TG OB, o8 — 2 Y VR S RS
EERT,

v) EOMMOIER  FEHBIIRE 2D 2 ERZ0,

v) EEARFRATATA - FRICEE 20

vi) SERIZW  BMERIEY A h=T « R—% V= XA E LTERNT S,

Vi) FEEZH  AMERIE CIREEIEEO VA F =T« RX—% VY =X L ER L, ATPIA3 I ZER %58

Do
BEFEIE ; VA M=TI3HEE A< DYT 1, DYT5 & DAL ZR"d, /=% Y UERE L

THREITHRE STy, HROKREEELECTH IR ERRETH D, FRBIEITLT LHRE2R

AR

PHROME  BHELO YA F=T « =% 0 Y VIEGEREE R L, R A REREE & 5,
Brashear &3 36 5l D ATP1A3 5D R LV DIERI &M LT 2, 9FRTTRHOER N H Y 4 FRI1T
F—ZRTHD, BFEALTIIFIER L 14 T, T613M Tlid denovo BEE R 5., T o XA FfighrH»
SIXAWIZEEMN 2 & STz, BIEFEENT 8 kA D 55 ik T 10 1% 20 fRI2Z V), I 2 2 5%, 27 %
JERNZIZFEROBN A N=T 2 /R5Z bbb, FBIEILFIZAWMT, 2— 340056 30 HTHEML,
WIREY 728 D5 UVITDLERII R A B L ADBICE Z 5 Z &%, Z<ITEITHEIES LW, 2[EA
WEARRT 52 L bbb, EIERITRFEN OGRS L/NFICR Y, BETREEZMES, YA =71
M, o CER > B> TIROARN S 5, S—F Y SERITEE) & ZERFEETH L, Hi
IN=F 2 RFRITITIRUS L2, 9 DIRRE, MG RFVERIMAE, TADAFRIEL AL D,

DYT18 VX +=7, HIEMFIEFRMET AXFRXTT : PED

12



ZWrtat

) B EYaRENE GBs 7 1p35-p31.3, Eis¥ SLC2A1. &{s¥ Y GLUTL)

1) FEIEFHD  /NIEH

) MERET R EENEE . FRRRV 2 EE), RO TOR CARBEEI NS Z 5, YA N=T, aLd T
T h—=V A NYRXL72EHRELD, 5505 30 00%EEZ 1 BIZ1E~1 HIZ 1T,

iv) ZOMOIER : TADARIEZEED b DREZ,

v) ERRMRAEFTA : MR [ CERMEMIEROHFREMOREFT R, FDG-PET CREEHFKOIY
IATHMET,

vi) SRR : FAEME T AX® R U T L LTERT S, DYT8-10, 18-20 DEs T ENHE L T\ 5,

vii) FEE W - EEEE B RIED VAR 2P T T SLC2AL ITA~T HDERNRA LN,
SEHE  FRER L U CUTEBHE OF0, R0EFE, ZE. A ML ARERHDH, GLUT1 KZJE

BEREIE RSB F BT PED &R U< SLC2AI O~F a 28RN 5 0 . FLIRFIEDRIEIAE L R pi S

FERM A ST EERTH D,

PREROME ; EEHE CHERINDIVAFIRYT T, VAFXUTRIEORE IR ENRPKDEPNK
DOHFMTHD Z LKL Shiz,

LT 51 2008 4 Weber & 23R MMEE L% £ 9 PED T GLUT1(glucose transporter 1)K 2k~
TR (Q282-S285del) # Rt L7z, 31V 4% (53 HI&t: 1 61) FIEDZHRT, TANA, BE
DFERW, MK 7V 2 — ZMEKT, AEORMERE M o diitEE i, RiERNERE A EIR N2 1E> T
72.  PED OJFN#E s 1% SLC2A1, %37 1X GLUT1 Th b Z & i3 fsim S iz,

DYT19 VR h=7, KEREHESHFREMESRAXRDT 2 : EKD 2

2t
1) BB FYaREE GBS T 16p13-q22.1)
1) FEIESM 0 7-13 5%
i) MRATR, - AMZARFEEEENC L TRIEMD Y A =7 L BEEI 24 U5, 2 0UNOREE 1
HIZ 1-20 [0 K4, HIREEPD L0,
iv) ZOMOIEIR : TADAEEZTZTHLONRD D,
v)  ERIRRRAAT A - g (CT. MRD) (3B ERZ20,
vi) ERIZErhOREIEEY X =7, L <2 EKD1 (DYT10),
vil) fEEZW S EEEENC o TRIEED A h =T 2 4E T 5,
SEZRIA ; JERIL EKD1L (DYT10) & RZENZRV, MEROITA U RO 1FHRDH,

PEEROBE ; A > ROWE TIIWIFHFMIL 7-13 5%, 9.6 T, A F=7 (8 A\) D HEHHESE) (9
N) ORIENRSH D, MKICZEmEIZS o, BEOHERED X727, EilIRZns2, fijke
L CRIEDIEERNELD (6 N), 5EMNL200FRIETL HIZ1-20 BIRLND, FEWENLSTND
N7 7250, bInicxfrndigEoRnwbo bbb s, Al milE bichsd, ZAROEIHZLD
FIEEZEINDZ ENRZVH, WFERTHEN, BIRETHLAEL D 5, BREMN 9 NIZH ORI
L7pholz, TAMAZ2 NTHDLID, FLTADAIRITEL LT,

BRTE ; 16p13-q22.1 & =, EKD1 (AAR) 25, 77 U BRKEAOP K CILZZ OWFIZ
F7enb, 1CCALHIE< EKDL & IIRVEBIm T ThD00h Liviendy, EKD2 132 ih &35
&5, PKCIZIX EKD1, EKD2 (ZHHHL2VWDO L H 5,
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Pantothenate kinase-associated neurodegeneration : NBIA 1

(IH4 Hallervorden-Spatz syndrome)

B WY AR M

BT 22q13.1

BisT PKAN2

BIn 1Y PKAN (Pantothenate kinase 2)

MIM ID *606157

Gene map locus: 22¢q13.1

FEIEFHD © classical type : 6 LA T (6 » H~12 %), atypical type : 14 5% (1-28 %)
B+ 1-3/1,000,000

10 LA FCRIET DETIEDO VA b =7 MEEIEE, i, WRaREEE <7,

75% DIERIIE classical type & SdL, TR, REEE CTRIE L, #ERNRIER MDD - T %, #
RABIERDZ 1TV A =7 T, MHEMCEEES N Z ki<, YA b=7 13wk, Mz
AoNd, AMPAR=TICI0REZRTZLEH D, HARER BT R OND, FIEFRYICAR
PERARZAMEIEI I 6T, 2/ 3 DIEBITERFT 2, TERITEITHE TRIEN D 10-15 FE THITRREL 72
5o TADPAITENTH D,

25% % 56 % atypical type OIEF] TIL, 10 kL ETHRIE L, HEEREESORBMIERNS BN, K0
IRICHEITT 5, FEREMET & LTI 40% DIER] TIRAESFEEREEEN LV, L DB T A N=T B D5,
classical type & ¥ HFEFEIFIRIEC, 1540 FFREECTHRITARREE 70D, T ARDHELEW, 1,3
OREFITHMHIER ITEIEESH V) 2 aiBAEEEREEMIE N A SN D, FERNZ K> TITEEER A 5
NT< FHERTHR T 25605 5, MIROREMETEF S0 LRV,

PR & FH IS 10 AARLARTIZIEAE S 2 A HETT ANV 10 5 TIE LIEETT 283 < 20 7% RIS
WITRREL R DB END D, % Dt Tourette JEBRE, HFLT F1 07| EH= 2 —m UREFEEBIONE
e 23 2JEF], FHPEIE S—F Y = X LR ERI 22 EAVEIRE ST\ 5, HARP JERHRE

(hypoprebetalipoproteinemia, acanthocytosis, retinitis pigmentosa, pallidal degeneration,
OMIM 607236) & ifs A #2 PANK2 [ZR b7 Z &7 6 PRKAN IC@ & ST,

FRAL P A

MRI T eye-of-the tiger sign Z58® 5, Ziu 1.5 7 A7 LI E® MRI @ T2 5@ T, 58\ MEHREE
R TR ERN O NMIEIRIC FIEE 2RO 5 Z L 2T, PANK2 ZRD AL 55 PKAN CTlIafik5
Th o7z, MRI g6 PKAN OZWNZE 541234072 < 72wy, NBIA O TH PKAN IZOHH B
HET R CEERMED @V, 7272 L3z E 37, Hartig @ > U — X Tl eye-of-the tiger sign 23 . 5415
JEFID 5 5 156% T PANK2 R L Sivian o7z,
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NN FE X TR /< & — > &R T
8 Y DIE R TABRAR MM ERSE 2 779,

Ik

Pantothenate kinase 2 B{x T ICZEREZ O 5,

BEE, WK% T PKAN %%\ MRI T eye-of-the tiger sign Z#2»7-85A121% PKAN %50 < £ 9,
B TFZWc oW TIL A AR S RRE OB TFZMNCET 204 RTA42) 2RI,

R T

1 trr 7T A AE, fiEd (R/O Wilson %)

2 Neuronal ceroid lipofuscinosis

3 B -hexosaminidase A KIH%iE, GM1-galactosidase KiEJE

4. infantile neuroaxonal dystrophy 35 KX OMfio> NBIA ¥R
5 a fucosidosis

6

childhood-onset ataxia (esp. SCA3, SCA7)

IR ZE 5 L Re AR B

PKAN (2R 55 PANK2 G FERITIMD TEERTH 5, Hartig D 72 IEFI D ) — X Tl 48 il
D96 DT LIVTERNAHIN, 38FEOEREP M Sz, I A AEHE exon K&, /MREKIZE
% frame shift, aberrant splicing 3% V RIFENLOERITHOT-V R oiz, REEALHIBVEE~T
G H %V, Alternative splicing CEZFEOTIIREM &4 U 5 72 OB EIBALOMER B L E LRV, Z0
VU — AT HZV DT c.1583C>T (p.Thr528Met) T, C.573delC (p.S191RfsX13) ZH|IHR—F
NATOHR LT,

THETOREZEMT D ERBEVERIT c. 1561G>A LR T p.Glys21Arg & I Ak v AL R AR
L 25%% 585, Z DIEH> c.1583C>T (p.Thr528Met) . ¢.1351C>T (p.Arg451X).c.1413-1G>T (IVS)
MDEZ\N, €. 1561G>A Z BT NT' v Z A T H 6 IEDOAIAE D3 HEE S iz,

PR ER R IREI 0 DITEkIE I 7 u 7 ) TicE L LTERM L, fMRiilao—5icb R s, Miast
PRBLAE XM JE P CHE T D, PKAN TIXBRRE ERITERE BE TR LD, oML Tlddh
EOMTIERY, MR, 7V A=A ZRMENBITR AR E BETENHTH D, RO A 7
A RLEBHETHD, EuAf RUFRT7AF U bma—a AT =0 HlENICERT S,

159

1. BRNTLIBIRIT 7R,
2. PAR=TITHLTRY U XA (fHE), ~Nrn7zry (@BHBLOHE LhIA~Fr 7=

U= (RH) BEMHTH D,
N—F Y = A NI IZ L-DOPA I3 TH 5
GPi-DBS " H & Db 8 %,
5. VAR=TIZED IREDOEETH L NHEVA F=T I 2WETHOERS, REFHN
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VETH D,

Infantile neuroaxonal dystrophy : INAD, NBIA2

B WY AR M
BT 22q13.1
JRKiEfs7 PLA2G6 (phospholipase A2, group VI)
INAD @ 79% DHERTFE S iz
MIM ID #256600
FEAIEFHD © classical type : 1% (5 » H~2.5%). atypical type : 4.4 % (1.5-6.5 %)
B 1/1,000,000

HEATHEO KGRI, ARERIR, TRESCH O, DUBRE &R,

Classical type TIZFFHEBRIT & A OIKE R, EITHO VR 2 4212 6 » H 26 3FEORIIRT,
% < OIEFITITRFITEME R & 72 525, 1,/ 3 OREFI TIIRHHEIMEOB IO EETH D, 26
TYR =7, &R, BB, MMIERZ RO D, FIEH S FE DWETHTARETH D Z LBZ,
FIFEECTRMMED 8 D WM O BRI X 52 ATIEE 2R U, ARREIR (B, R, IRIR7Z2 &)
2R 5, 1,/ 3DEGITIITANAEIEZRBD 5, P THFERIL 94K TH D,

Atypical type OFIERFIT classical type £ ¥ 352 < 10 A%V, FIERIIALE S, KRR TIE
EThDH, SiEREILEN, 2 EEBGRIT TE 2V, SRREENE, IRIE, 3 EIX classical type
ERERTH D75, FErDERERITR Sy,

Karak JEMERET, BiRMG E U TREIBEE/DMMET, A =7, &g, MR T2AHY . MRI T/h
M, R ER & B ICHRAE 2RO L I NF DGR E L THE S2h . PLA2G6 s 178 B3 [FH
EINT=izd, INAD IZEEND Z LithkoTz,

FRAL P A
70 P X A C AR T L R R A Ol & 3R D B N HRMA IR T IX 1/ 3 IO D DA TH 5,
MRI Ei 5 Tl 95% OIER] T/ NMZERE, 50% DIRERI THREFER, BEIZEOUEZRO D, WMKD 7Y A
— I AT LC T2 MR /MR OEIEE 2580 5, £7o, M, KINAE TR 2580 D HEN &
VY, Atypical type @ MRI {4 CTld/MxZEREIL 83% DIEFNZE F 1 . KERSBREOEILAE D HLD,
PLA2G 6 8An T2 B GPERER] D 87% THRMHRAM TR A 7 = v A FE2RD 5,

B TR L RAE A

PLA2G6 85 F TlE 44 BIS TERPFE S4.32 W I A AER 5 H3VIRKICE D flameshift,
2/ BRI AT T A AEIER, 1 RRKROMERD D,

Classic type Tl null alleles T atypical type ITE G ~7 v #5471, HEOBR A RITBIR AT
(ERANAR
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FRERIR LA AR 22V AN BRIV 7R KRIMBEL. /NI O ZEE & kA Bk & BB Ok E TS 230
D5, MRFIN IR & 7 A — 2 A IZER D /K TIE Purkinje cell & granule cell
& DIRIT OB 2 Do BIFRIER E 27 = v A NRMMEE, HEJEZ, /MK, Hee, BRI D
N5, A7z NI=A PV IFEOMBOEKRKTEZRZ 30-100um THY, ==2—a 7 4T A heE
ATTWND, WA ER & BB TR 8 P AJERDR OBk DILE 238 %, Alzheimer JHZ 35 KUV PD i
oAb, BE TN 7 Lewy /IMEZ . KIMBESREER Tlda X 7 LA UMD Lewy /MAE
I Fio, U UL o BEPEORRIRPERRME 2 BTEREECRIBEE IR D D,

A7 xrA KR Lewy /ME, #fRIFHERMEZELZ 72 6 THFIZIAITH 523, MBI A
VABBRIZE > THT2 6 INDAREMN & 5, PLA2GE B AE T ITMBEIHERFC 7 A R — 2 A 2D\ Tl
DTHEHERERZ I — RLTWAHHR, #iLE L OMEII A TH D,

16

L. AZhRIBRIER N,

2. PAP=TEARA7 0T 2 RPN I AR T 2= U L TRIRTE B,
3. TAPARIEIZOWTIIPUSEIEIZ B D IRRZ1T 9,

Neuroferritinopathy : NBIA 3

SRR Y

A5 7% 19q13.3-q13.4

JRINEfs 7 FTL gene D 4 exon @ 460insA 228, F I 458dupA.,
BT PEY  FTL : ferritin light chain

MIM ID #606159

IR P 39 % (13-63 %)

B SR 100 BILL T

FRNFAE O BRER S L IZVA h=T % 1-2 IR, BEORAMSRER T 4 £ 5, $EERIEIEIX
PERSEEN AN 50%., JWFTEY A B =T 43%, S—F Y = AN T5% TAMENY 2 AOHm R, BT
FNTHD, ATHV A F=TROBEREIIAOND, BHEO YA b =T [XEERF I CREFEOBRITIA
SHORTE SAE T D M ORI TR RV, T 5 L EEER E X =T WERR LN D
97 %, 5~10 FCHIAKITIEA Y | FIER 20 < HDWTRHML e 203, FEFMETH D, /IMKK
. EMEMEIREL, FRAEVEIXE SRR Z,

458dupA ITHEATNH | N—F Y = XABNE D, RS, MEATHN R 55 (460insA & O
FE8), AAANF R (c.469_484duplént) b s S 10 IS TR ORI A S, (KEEME T, BER
W NTE, BMTREEZRT, REITEBEEN E(L T, neuroferritinopathy T 541 % HLAIE 72 $E (AR
HMEBIEIR &R 7200,

7T v ARAFHNFFRIL 498-499insTC R T, 20 s fRIC T O EIEIRER CHAE L, Sk oo i
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IZE D 40 mARICIT ERGEBREENZIA & 700 | /MMIER, BEAON KRS, B O AR ED, SRRk E
T %, 460insA Ein AR LI NIER, RAEEZRO LM TR D, 646insC 2R 7T A
RAFTENSFT 2 FANFRTHOLIL, 60 mkfT/MMIER, PEERIREL, BERNESR), s T, BE R
EHLCATHSEHLA =7 BETHLIN FROFH MR T E27RT, /N—F Y =X A BBHEFILR,
474G>A BERIBANA VRV R AVEZER TR G, 10 RIS T TRIE, RO TR 2 R,
N—F L V= ALEHBN5,

FRAHT R

MIF7 =V FUREITITE A E DB, FEMLIEO L TIR T 5, FAEBLIATO 2ot TIRig 7
=V TFUREDIERTIXL 4IC¥ED,

MRI THIAERINTITHREE, R, ek, #o, $UR. BB, KIMBUE DS T2 Wiy TR &
2%, EATHI L e VMRIEE ST D & MEKR, BIRENEIE L 25, ZdsE 6 SEMIC K
LUENE, Fehu b B b, C468_484dup 16int JEf CII/NKEME A RD 5, T2*IC L 2 BOWE S &
V| B RHISOFIE RIE B T ERC BV MBI & e D

BAn AR L JRRE AR

72 F NI TR 21k O 7 =V F 2 EH{ FTH1 ferritin heavy chain 1 £/ 7 & 19k D7 = U F
#8H FTL ferritin light chain 225720 | 551 24 A4 £ > THZEOBIRFEIEIT 72 D NENIZHRK 4500 {# O
PR ZED AT, 7=V F U EHIE Fe2t % Fest0ECIMLT 5, 7= U F U ITMIEICH Y Fe2t
A A DIFEEIER & ATBREREZ A L T D, FRFICT = U FATERICHAFEL, T 7 AL Tk
DOHEIZE L T D,

I hAY R TEANLOEGRICEE MBI E L, 80k T A X =135 < ORI RIS PICFE
LTW5, #81ZI b= KU 7T mitoferrin £720 I b2 KU T ORNBEIZAFET 5, Frataxin 13
har RUTET v Xa T, 8B 7 AKX —% X7 EERICB T 2 WEEHEZIT-> T\ 5,

Neuroferritinopathy (31T 28 FAE LB ITVTNLL FTL CRKmllchHv, 7=V F 2 12 @ik
DIgReE b S, BRERRIC R Z KT T, SREEEEIC LD | MRRO L Ny 7 AR RITIE

B %,
iS5 C exond (2 6, exon3 (2 1 DA FEENHE SN TS,
BEEE DB
DNA X7 VAF FER (FfR) X/ \7HET I MER

c.474G>A p.-Ala96Thr
c.442dupC (c.646_647insC) p.His148ProfsX33
¢.497_498dupTC (498insTC) p.Phe167SerfsX26
c.460dupA (c.460_461insA) p.-Argl154LysfsX27

PR B FHNCIZRIM B E . BUR, BE. RBIREZ, #Gk. WE K. Purkinje MOk & 7 ) A —
R a5, MBFIICIIENS L OMRE N OB AKE AR, 7V 7 &N MRS, i
HlX Perl et B LOHL7 = UV FUHURTHMETH 5, 7 = U F U BEMEBIAMRITHGE T bIRER EV,
s O e T U UEREEM L T = ) F UG E S D,
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Neuroferritinopathy TIZEEDOILENEELIIA N L A%/ U, heme-oxygenase-1 (BRI A KL AT
FHEIND) 2B L JEE (LY (4-hydroxy-nonenal) DEEFE A & 72 5 97, MR A0 #5% Tl caspase-3
& pb3 DFBUBIRN A H AL, TR b=V AT X DM RFEINTND Z EPRENTWD, [FH
FRZI har R 7ofEb AN, I hary R T TORERIA ML RIZ X H8EE. IRWT
S haURUTEE, ZUCKV TR = ARETLEEZ LD,

1%

1. AT,

2. B L — MANTEE)

3. VAM=TERLTRUYOTEELRRY U X AEFITAH,
4. FREGES)IFUSRIECT U U EER AR,
5. ISR AE DBS 13 1 Fil#is 23 & v i)

6. IN—F Y = ALK L T L-DOPA (X %)
SRR

1. Huntington disease, SCA17

2. DYT1 dystonia

3. Choreoacanthocytosis, McLeod syndrome
4. SCA2, 3

5. HFEMEN—F Y =X

Aceruloplaminemia (Hereditary ceruloplasmin deficiency) : NBIA 4

BARER WYL RS
AR 7 3923-q24
KR T CP
B TEY 'L a7 A3 ceruloplasmin
ERIIREHESERE~T 2 BEERRH Y | 1ZL A EBEEG~T u LK
MIM ID  #604290)
FIEFM R ATIE %) 51 % (16-72 %)
BHFE 5000 A, 12,000,000 A (HA)

Aceruloplasminemia (X823 & NIBICERE T 2B ETH S, 3 FEHE U THERFE (PfAT RIC 10 4
PLEERATT 22035 %), MBE, MEIERNZET 6D, RIER & U CIIFRaREE . B Y A
FRIT, BHESEHOVA F=7 PMMEAP L OEFITROND, BENER), N—F Y =X b
BEHEEDS RO, BEIRIFFIERNICBE MR IATT D22 L bbb, FERE LTiE 5D, RBEEENH Y . 50
A BRGNS, MEBEZAMEITE B 518 KAUX 93% DIER] TH LI DA, AT RZN D,
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AT BEESEROWMEFNL S IEGIH O | MRV, PR RIIAR 2 T/AMMRTE, EERFIREL, BRI
EH)-T T = 2AOHENRDH D, AlEGE &b RO D FRITITMHRIER DV L OBAEITR,

FRAHT R

FREESGRTITMEEL T T T AI 372, 72 ) FUREN EF (EFO 12 (512E) #4 5, 1
Herun 77230y, 7xad o X —BIEETES NERER M AGRD 5,

M5 (10w g/dl BLF) . SRIREE (45u g/dlLATF) 1K T 5, 7= U F U RE (850ng/ml) (XHN,
JFNR O BRI VIR T D

AT RESERTIRIMEE LR 7T AV LULEIER O 1,72

Thd,

MRI TiZ T2 @R TRMNI L OVIMK, WEEK, BIREL. #odk, BUR, R, BE CEMEZRD,
FDG-PET CHJE RN IZRIREE DA, HEITHIC TR, KM & TR AN L8 D, ~
T A IRO MRI TIE/IMMZERE O A HE STV D, SR OB RIZAIK TS 2 5, s TE L,

BAn AR L JRRE AR

Aceruloplasminemia TiZt/ 0 7T A VBl FOEENRE SN D, 40 BEOERE ML TS
M, Wi D hot spot X720,

EARTTAITMBERD 95%DHETHY, 7xaX X¥—BL LTOERRS Y | Mk o8k
BT 5, & 5T freeradical scavenger & L CHIEMAT 5, BAn 77 AI VB TERENAELD &
FREDN D ORI O F K WR LR Y | ZORFAHMRPNICE N FER L. RN TRLAY A b L A3
KT %, MNTOBMEAIA FLARBERLTWD Z EIE 4KBL R — o~ m VEE-2-7 V7T b R
ENREF LTS ZETIEHENZ, 2 ha> FU T O complex I & IVEREICET 25056, 2 b=
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