SRR 23 FEERF AR O TIFIC T 5 — &%

EEH 7 SCiE H MEEEA & H EEES
L
2. BATAK

EEH & HE E4 g FATHE H.HEE=

EAJ)II—F | Neurodegeneration | ¥ 2 b =7 | ERJII—F HE | PINEZFEML | 136-149.
with  brain iron | 2012 2012
accumulatin
(NBIA)
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IV. WFFEEROTIITY - Bt - BIER3C



BEIN—F

EU®IC

NBIA 3 BEERE CTHEMBEEE L B~OSREE LB T REFLERINS. B
T NBIA & #Fr S N5 % B 1213 NBIAL: pantothenate kinase associated neurodegeneration,
NBIA2: infantile neuroaxonal dystrophy, NBIA3: neuroferritinopathy, NBIA4: acerulo-
plasminemia, FAHN; fatty acid hydroxylase- associated neurodegeneration 23& F 5. W§
DB 2 BRARER & BRI RERT. SO ORBIZHEANEERE LTV X =7 287

R PR

BEYMHLELNBENOHKIE Fe® 5 6 F ICBE LE TRILE /2, DMTL (divalent
metal transporter 1) Z /- U Tl ERMBICRINE NS, TN N80 —HidBEE LFEIC7
VF v ELTHREENS. —H0KEFe 07 20K —F > (FPN) %4 L CHL#H T
DAEN, NTFAFVICEYFS o, NIV A7 2 v (transferrin: Tf) &6
LE&5ER Fe* L h o CMWHICHEET S, SkOMBNOWIUIEHS v 7 ETHHINT 7 R
FUREoTHBE IR TS

M o Fe? -Tf MBI D 5 v 27 =) ¥ %84k 1 (transferrin receptor-1: TfRI)
ANALCTZY FY =AM YA TN, endosome reductase 12 & ) Fe?" L7 %. Fe’ iZ DMT1
EFPN 24 L CHEICHIEENT A Fad A FOREKEZGEDR ETEVR TS AI YV ERKE
LFe" L roizth, PIv A7y vefa LMREMRIC TR ZH4 LTI ATNE. T
ENZzgRIIMOMB L FARIC Fe 220, I Fa Y FYTHTZ7 99 FT > (frataxin) L
TFe/SELT, LR 72UFVELTHBENS. VO TFTAI V2N S HVFE D
HY, ATPH 7T VBEFBAELTHENT YA 7 o) YHEEE (non-transferrin-bound iron:
NBTD & LCHEWNICHEEL, FVIFFuZ Y7 LR7A Moy A PRIZERE NS,

MR TOSKITMEN, I Far FYTH, bLLBBADBER S PRV HEOEERFEAT
HH—FT, BRLHMBEADO F’ XML A b L ASHMEEL 2D R T V. DDA HIE
BEICHHEA TS, BBMANTIE7 2V F Y BSROEBRB LY, 7)) #2581
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L goMEEA s EHBLL TS, 7o) FVIFEH (FTHD L8B8 FTL) L256%5
24OV T2y PTERINLEERTHIRENOEKIRSY > /87 HTH5H. AR, BF
IZ2WTIE mRNA LAV THIBI S 7 = ) F % TfR1 ® mRNA 1213 iron responsive element
(IRE) EMFERRATFAN—=THEIDY, ZNICRNAEE Y Y828 Th 5 iron regulatory
protein (IRP) ZSERZIKETOARKALTITI Y27 2 ¥R TfR1 ® mRNA OFH % FHE
Th Za-—TATSVRERATFI-NT I VEERIBICALI, SRS OMINTHRE e LE
ZHEEATS. I PV FYTHTHRIZZ S DBENTEFe/SZ A5 —2 R LTw5S. $&id
IPIYFYTIICI P72 Y (mitoferrin) 2MALTHVATH, I bay MY THEIZRER
T5 798FVVEIPIVRYTOHYYRBUT, Fe/ST7IRAY—DEAGRIZBWTL
EREEY VNI ETHD. Fe/STITAT—3L L OFFREE Y 87 BOWRSFHEE RS

AHLFEIFIZ, I b FYThogkzdrl 5 EMELRT.

JEATEITIRERR, BE, HRL B, EIRE, MEBECZIEINTVE. AT RS Y
ANRELEbNEE, ThOOMBNICHKIBRICEE T 2L L3I0, BEERCEELRBED
BT 2 &7, BEL2E% ) W7V -9V VEECHBEEZEET S, £/, NMDA
ZEEOEHACEEE L2V VPNV AR — FO—B{bEFE (NO) OAKE 7z uRLF ¥
ERELZT TS =5 NI EOBERICEBR L TWAEZ LAUREN, FVF I VBRI & &
DEAFAZ VAL DREEDYLE SNz BROWEIZTVINAI—IK, N—F 2V VIR,
NBIA, Friedreich ataxia %2 K OMEERREETHOONL TS, B1 (BIBHHICLS) 122
NoOFEBLEGEDOBEELRT.

TH1 RSOt EEETRE
(BB EA & b i) Friedreich 5858

ey
Aceruloplasminemia_

iges o)

P ROYA R
0 POZ+

Po3*

Neuroferritinopathy AUDFY ROYA b
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ik
1) EH—% HHE =% EE0OSKRBHES A= EOHEEy Yy 7ICEI ba v FY 7THFES
3 5. AfbE 2007, 790 1021-31.
2) Benarroch EE. Brain iron homeostasis and neurodegenerative disease. Neurology. 2009; 72: 1436-
40.
3) Mills E, Dong XP, Wang F, et al. Mechanisms of brain iron transport: insight into neurodegeneration
and CNS disease. Future Med Chem. 2010; 2: 51

4) Ye H, Rouault TA. Human iron-sulfer cluster assembly, cellular iron homeostasis, and disease.
Biochemistry. 2010; 49: 4945-56.

(IH4 : Hallervorden-Spatz syndrome)

AinEEl ERestst

HiGTFRE 22q131

E{nF  PANK2

JE{ETEY PANK2 (Pantothenate kinase 2)

MIM D "606157

SLEEREER classical type: 6 PLT (6 4 H~12%), atypical type: 14 % (1~287%)
B 1~3/1,000,000

1. BRPRAEIR

PKAN X 10 M FCRET A ETHO VA b =7, BEEE, B WEGEEEZRT.

75% DIEFNIL classical type & SN, HTEE, LEWETHEL, $SEEIEERI ML - T
B, HFRNBIERDOLZ CIZVA =7 T, EfMCHEBERSZNICHR. YA =7 3
i, WRICALNS. OBVAINTICINRERZETIL3H5. HEBERLEEASDL
N5, FIERPICEEEREEEE I ST, 2/3 DEFATET 5. ERILETE CRIED
5 10~15 ETHITREELE LS. TALATHTH 5.

25% % 5% % atypical type DEFITIZ, 10U LETHREL, REREERLCHMERIEILD,
I DRBARICEITT 5. BEEEL LTI O%DESN TRESHEIBEREREENS V. TOBRI R
F=7 %A B, classical type & D REIIEET, 15~40ERETHITARBE LS. T A
ROEEDLE. #1/3 0EMTHAER (TBRED D) »ifEAEERRAELIALONS.
FEFNC & o THEFERVHA S TR L, HMERTHERT L2560 H 5. WEGEEHEIR
HEP LRV,

PR LI S 10 F'S‘E{JCLJ\ ATCEIE S % 25 EAT AN WAL, 10 RIS AE L 4T 2553 <
20 BAVICHBAT AR L R BBl EXH 5. ZOMl Tourette JEBERE, FMT R ATV T, EB=2—
O VEBEUORELETLER, BRHBES—F VXA 2RTENZ EVREFEIATY
4. HARP JE % # (hypoprebetalipoproteinemia, acanthocytosis, retinitis pigmentosa, pallidal
degeneration, OMIM 607236) »ZEEAIIPANK2 IZABbN/zZ &h 6 PKAN ICEE I N7z,
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- E2 PKAN @D MRI
- ZRENZ eye-of-the tiger sign.

2. REFRR

MRI T eye-of-the tiger‘sign ZROL. INF15 7 AT ED MRI® T2 SREET, 5
WEHEEE 2R TR A BN O NI EBE 2RO 5 2 L 2T, PANK2ZZROALNS
PKAN T E&FIBEMTH %729, MRIFTRA 5 PKAN OBRIZE 5 F54 7% { %\, NBIA ®
FTH PKAN IZDOARKR LN LT R TREENE . 7272 LEIRERIEd, Hartig»dV —XT
iX eye-of-the tiger sign 23 HNLAFEFID H & 15% T PANK2 ZENRH I N o 72,

LD TR E /Sy — V2R

8 % DFEF) TH AR MERE 2 7R 7.
3. 2B

Pantothenate kinase 2 BIZFICERZRD 5.

BIZEE, ERIRME T PKAN % &\ MRI T eye-of-the tiger sign # #7234 121% PKAN % i
(8D . BEFZMIIOVWTRBEARMEYS [HEREOBEFEMIETLITNA FIA4 V] %
ZHRI Nz,
4. SERIGHA

1) Wilson¥% (Evm75 23 E, MiEHH)

2) Neuronal ceroid lipofuscinosis

3) B-hexosaminidase A KiEjE, GMI-galactosidase KIBJE

4) infantile neuroaxonal dystrophy 3 X UMiliod NBIA DB EE

5) a fucosidosis

6) /NREIEDFRU/NNEME (F12 SCA3, SCAT)
5. BLFEREREERE

PKAN IZA BN 5 PANK2 Bz TERIZEDLOTEETH S, Hartig®d 2 EFHDOY Y —X T

[3coPY] 498-12898 4. Neurodegeneration with brain iron accumulation (NBIA) 139 =



X48 B0 96 DT LIVTEREN M SN, IBEOERESMMNE Nz, I ALY AKR, exon KK
INR ST X B frame shift, aberrant splicing 3% Y BREFMOERIIbZ ) A bz, REE
HYHLVBEENTOES DL\, Alternative splicing TEHEOFREW Z £ LU 5 7-DOE R
MONKRDIRELEZY. ZOY) =X THRDZ VDX .1583C > T (p.Thr528Met) T, C.573delC
(p.S191RfsX13) ZRIIR—F VY FATDOAAKLNT.

CNFTOMHELERTAHLERDLVERIT c1561G > AZR T pGlyb2lArg L I XAtk A
TRERL 25%% H50 5. ZDIEH c.1583C > T (p.Thr528Met), ¢.1351C > T (p.Argd51X),
cl413-1G > T (4 v buav: IVS) 2%\, cl1561G > A BEIINT T ¥ A THENH» 6 ILEOH]
B MPHEE Sz

PANK?2 1% pantothenate kinase 2% 2 — FL, Xy b7 vEBEZY YBRILT 525, Zhid
coenzyme A AEKDOBIES & OHBLEB 24725, PANK2 iZe ORI ¥ B 7ICHE
L, ZOMEEEZII Iy FITOBREZLALL, BIEWA PL A, w3z
EIERIYT. T, ANKR BETFRERIEETHLVATA VENRYTTA YV OERET&
BRITH, IO EHRFED—DOTHH. MADOHERIIHKFL - THLEVATA VOFERE
LB EEDbND. FEFR YL PANK2 BREIE L OBE T, BREEIRESNL L5
SEEMANE L R AEND D 54, BIEROETORE LIZBENIE LN TR,

MR EZNRE P SIRIZI 7o) 7ICEL LTERL, o —HicdAabn5.
MRS X MEEE CHEETH S, PKAN TIEEEE LA ITIRAERLEBEEHTALNS DS,
MDOFATEH L2 TIE v, ffERREE, 74+ -3 A, ZRERBEIZRERE BETEHN
Thb WMEOA7z04 FIFEETHS. Luf FYRIAFrEZa—ax 7= HHIEA
ICEHET 5.

6. B

1) BRRERE RV

2) VARZTZIZHLTEY Y XA (FHE), N7ur7zy (BROBIUEE) hIAFIY 72
=V—n (L) »EHTH 5.

3) N—F ¥V = X AF—H%IC L-dopa XX TH 5.

4) A TKRNE NIRRT (GPi-DBS) 7WEH L 0HE b H 5.

5) VAMZTREIAZREOEETHIOEE VA P=TILIREFHOERES, KEE
BYELETH 5.

[y

1) OMIM * 606157: pantothenate kinase 2.

2) OMIM#610217: neurodegeneration with brain iron accumulation 2B; NBIAZB.

3) PubMed this book: pantothenate kinase-associated neurodegeneration

4) McNeill A, Birchall D, Hayflick SJ. T2* and FSE MRI distinguishes for subtypes of neurodegeneration
with brain iron assumulation. Neurology. 2008: 70: 1614-9.

5) Hayflick SJ, Hartman M, Coryell J, et al. Brain MRI in neurodegeneration with brain iron
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accumulation with and without PANK2 mutations. AJNR. 2006; 27: 1230-3.

6) McNeill AM, Chinnery PF. Neurodegeneration with brain iron accumulation. In: Handbook of
Clinical Neuorlogy. Vol 100, 3rd series. 2011. p.161-72.

7) Gregory AM, Hayflick S]. Neurodegeneration with brain iron accumulation. Orphanet. 2004.
http://www.orpha.net/data/patho/GB/uk-NBIA.pdf

8) Keuer MC, Hilken M, Grgory A, et al. Novel histopathologic findings in molecularly-comfirmed
pantothenate kinase-associated neurodegeneration. Brain. 2011; 134: 947-58.

§ Infantile neuroaxonal dystrophy : INAD, NBIA 2

R EReAst
HEFE 22q131
REAEET PLA2G6
INAD @ 79% DFEFI TR E S 7z
B{EFEY PLA2G6 (phospholipase A2, group VI)
MIM D #256600
FEREFHR classical type: 1#& (57 H~255%), atypical type: 44 % (1.5~65 i)
BEE: 1/1,000,000
1. BRPRAEIR

INAD 3ETHEOREMAEIR, KRR, RIS ILE, WEREZ RS,

Classical type TIIABHLEE) BT & R OKER, ETEONUBMEZER 6 VAP S 3ED
BIIRT. % < DR TIZREITREMBIRE & 72 525, 1/3 OEF TGS EEOBR O %
ITHH. EFITYR =T, M IR, DBEREZRD B, BER 5 EL SV E TRITT
BETHD I DL, P TRAEEDOD 5 VIO ERIC X 5 HTEEL R L, SRR G5
IR, A, IRIRR &) 2RO 5. I/3OEATIXTANARIEEZRD 5. FHFLTERIT 94
HTH5. ,

Atypical type DFIERIAIX classical type & D < 10 fX25% v, TERIEZARES, Kl
FSITREETH L. SHEBETEN, HENLEERBEIZTE Ry, HEER IR REBRME
I& classical type & FIFETH 525, HREEOEERIZA SN,

Karak fEEEE, WREGE U CRBIBEEMNER, YA =7, i, MK TEH0, MRI
TN, REREBEICHREELZRDL2IANT Y OFRFRE LTHE SN/, PLA2GE #1%
FEERFFEE SN0, INADICEINEZ LiZhotz,

2. BREFRE
BRI TR R, BB CHE 2 300 5705, MREEEERTIX 1/3 1278 5 DA
Th5b. '

 MRIEMR T 95% OAEBIT/IMZEME, 50% ORERI THRER, BEICHKOULELZRD L. /M
DY =Y ARIE LT T2 MRAEGCTIMUOBEEZ2B0 5. $72, WE KBEOECREY
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3 INAD @ MRI
AT EEBROSKILE (=), B ARER (&),

Z D HHEEDE . Atypical type ® MRI R TIX/NRNZEHEIL 83% DEFIICE T 1, HFKEIKS
BEOSILAEDHILD.

PLA2G6 BAZTFARGMIEF O 87% THRAEME AR THREA 7 20 ( F20 5.
3. ELETFEROREERE

PLA2G6 BIZT Tk 4 BIETFERNFFEES N, 2AFIREYAER, 52VIREICE S flame
shift, 2/ VY RER, 1 AT 54 AFNER, 1 RREOHEDVD 5.

Classic type T null alleles T atypical type REANTFREAE2RT. HBORETFERZ
BTl R\,

MRR NG IE A v, SN KBEE, PMEOEMR L RERE BEOFBEER
AR L. HABFENIIMBHBEEE L 7)) 4+ — Y 22 &RI2ED, /MU T Purkinje cell
& granule cell L OB OMBBIRES A5, EWRERE A7 =04 FOSKBEE, EBEXK DI,
P, FHEKICAONSL. 27204 FIZ4A Y VIFEOMEBEOBERTEE 30~100um TH
D, 2a—"74 55X eHEATVS. RERKEBECRNERM BB ROBKDILEZ
B 5. Alzheimer REB I UN—F Y VIRFHED AL N, BETRAENZ VY 1 —/MEkZ,
KB ERPEESE Tlda ¥ X7 VA YBHEO VT 4 —/IMEE A, T2, VU VERL 1 BHEORIE
PERRAME 2 ATEEREC R ICER 0 5.

A7 x0A4 KR4 —/ME, WRERHEZENE D5 TRFEIAHTH 505, MEEEOBR
LA PV ADBRIC L o CTH 720 SND RS D B, PLA2GE BIATF IR 7 K b —
VAZOWTEDLOTEELRBEL I - FLTWEA, it L oBMEIRHTSH .

4. BE

) BR%RERT .

2) VAMZTENI7B8 720 IANF YTV VTERRTES.

3) TAPAREICOW TIIFEBEREIC L DV EREEIT .
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1) OMIM # 256600: Neurodegeneration with brain iron accumulation 2A; NBIA2A.

2) OMIM ID #610217: Neurodegeneration with brain iron accumulation 2B (atypical) ; NBIAZ2B.

3) PubMed this book: infantile neuroaxonal dystrophy; Seitelberger syndrome, atypical infantile
neuroaxonal dystrophy, classic infantile neuroaxonal dystrophy.

4) McNeill A, Birchall D, Hayflick SJ. T2* and FSE MRI distinguishes for subtypes of
neurodegeneration with brain iron assumulation. Neurology. 2008; 70: 1614-9.

5) McNeill AM, Chinnery PF. Neurodegeneration with brain iron accumulation. In: Handbook of
Clinical Neuorlogy. vol 100, 3rd series. 2011. p.161-72.

6) Gregory AM, Hayflick SJ. Neurodegeneration with brain iron accumulation. Orphanet. 2004.
http://www.orpha.net/data/patho/GB/uk-NBIA.pdf

7) Gregory MS, Westaway SK, Holm IE, et al. Neurodegeneration associated with genetic defects in
phospholipase A2. Neurology. 2008: 71: 1402-9.

P

E  Neuroferritinopathy, NBIA 3

AR WA

B 19q13.3-q134

FEEEF FIL

EEFEY FTL: ferritin light chain

MM 1D #606159

FIEER: P 395 (13~637%)

BEE: H5C 100 BILLT

1. BRPRAEIR ,

BINFEIEDFEREE S LIV A M2 T % 1~2 RICFRD, BEORMBEREEZES . 4K
SVBIE (2SR A 50%, RFTEY A =7 43%, N—F UV Z XA T5% TEBENY A LR
HIHEE, FEEI/MTHS. O THIA M TREFRESAONS, ERIOY A =7 138
VERER TERFEOBICIAEH CHEH 2 NGE T 5, MORMRIIIMER VY. EBI7T 5 & ERGE
BEIAPTRGBHROND XD, RFEY A =71 5~10 FTHBIE Y., FIE
B2FELHLVWTEFHL L L2, FENHETH L. MBERA, SHERIRE, SMEREY%
WZ DL, ‘ *

FTL @ 458dupA \FHEATHEL, N—F V= ZANHLE, RUEE, MREFAEALNRD
(460insA & DZER). HARAFRR (c469_484duplént) b i S 1 10 RIS FIR ORI A S N,
RESGRME T, BANEE, AE SMTEELZRT. RBITLEEFHFIRT, neuroferritinopathy
THH N5 AR 2 $EASLEEREIR 2 7R & 2 s,

75 Y ARHF T ANFRIE 498499insTC BE T, 20 BRICFHOMNBESIRE CTHRIEL, i
ROBEIZ LY 40 FMRIIT EBCEBREESEZH L 20, ARER, $AMNBEEE, HEORR
REE, RAEELRO L. 460insA B TER L I/MMER, RABEELEOLHTRLS,

[acopY] 498-12898 4. Neurodegeneration with brain iron accumulation (NBIA) 143 s



646insC BZR S 7 T VY ARAN TN/ AT ¥ FAFKRTAHALRN, 60 A T/NRERER, ARMEERFRE,
FEREE), IEEARAT, BB RS OTH-FM YA =T, BETH A THOB KT ZRT. 28—
FUVZAA, RHMBEERZRV. 474G > ABEBANRL V=RV PANVERTALR, 10U
RIAMESATTHAE, ROTHMERERT. S—F V=X 2dho6N5.

2. REMR

M7 =V FVBERITZEAEOEYE, BEEIUEOXETET 5. EEHUMOLE T
ME7 =V F VREOMKTIX /4108 T 5.

MRI THAEF NI, B, AR #ok $UR BE, KMEZED T2 MR T
MEE 25, BT E R DHBEENMEST S L, RER BRENBEELRL. ZhiiBz
LEBIZEAFE, EIEEEDNS. C468_484dup 16int fﬁ]f&id‘ﬁ%ﬁ%%ﬁ% DB, T2
LB 0OHmED D), BREMCHRENEL CRAERCEEEMEL 2 5.

3. B FEREFREEE

Tz F I FE2kD 7 ) F B (FTHL: ferritin heavy chain 1) £ 5 F&E19%k D7 =
) F iEgE (FTL: ferritin light chain) 2257%2 0, A 24 HE T > THEOZRKREEICR DA
I HK 4500 T OSKE T 2 Y ke, 7 =2V F VB Fe¥' % Fe™ ISP ICBILT 5. 7=
UFRMIEEICH Y Fe 84 + Y OMEMA L TEREZAELCVD. A7) F Vi
BWRICOFLEL, ¥ TRAETOHOBREIIEEL TV,

IPAVFYTREANLOEGRICGELEE L, /MRS A5 —13%  ORTRZERTD
WHEELTWA. $kiZI Pa ¥ FY 7H T mitoferrin &%) I Fa ¥ FY 7TONBEICHFET 5.
Frataxin i3I NIV FY 7T ¥ XU VT, $R/BES T RS — % Y7 BEERIIBIT 5 mBEE
HzfToTwb.

Neuroferritinopathy 2 81 5 BETFERETMITVWIND FTL CEKBEAIZHY, 7=V F >
2HAOFEELZESE, SKMBERIOPELRITT. SEREICID), MEROLVFy 7 2
EROSHRERIILAE T 5.

BIKF ST exon 4126, exon 312 1 DEMETEENHE SN TN S,

BEORmWAR:

DNA %7 L4 F FER ([A%H) 5 UNTET I I BER
c474G > A p.Ala9%Thr
c442dupC (c.646_647insC) p.His148ProfsX33
c497_498dupTC (498insTC) p.Phel67SerfsX26
c460dupA (c.460_461insA) p.Arglb4LysfsX27

MREREZ T RMEE, BUR, BE, B, #i, IRE K, Purkinje MIFBOBE L 7)) + —
/X% R 5. ARSI i#"“l’\]ial UHIRRE N OB A2 MR, 270 7 A PRI I 7R
B, SNBIE Perl defs, BLUHT =) F Y HATHETHS. 7 =) F v BIEE AR
THROBEIE. MESAOE T VEEEWD 7 2 ) F Y RHRPEEE S5,

Neuroferritinopathy TIZ#ED LB BILAYA b L X %4 L, heme-oxygenase-1 (BELAYA b
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- B4 Neuroferritinopathy @ MRI

O e ciE, Baki
BN (L% R

VATHEINS) 2R8I, ALY (4-hydroxy-nonenal) DERZ 7257, MM
W% Tld caspase-3 & p53 DEHBBMBATA SN, TR =Y AL A MBHBEESFEINT
WBHIZEHPRINTWAE, FARFICI Pa Y FYTOMEBbIALNEzD, I ba v FY T TOR
LA M LRI X BBILAE, RWT Fa Y FUTEE, IOV TR —VAPELLLE
Aibha.
4. &

1) BRRERE R,

2) $kFL— M EIZERD.

3) VAP TRHMLTRY YD TEE VYRRV X AFEESIHE .

4) BEEEBIIUBMIRESCH Y Y EFERD.

5) BAERESHIE DBS 1 1 BlHkE2H b H5D.

6) /8—F V= ALK LT L-dopa 12 #3).
5. #ERlIEZH

1) »"vF ¥ bV9E, SCAL7

2) DYTIVA =7

3) Choreacanthocytosis, McLeod JEERE

4) SCA2, 3

5) BEHN—F V=X A

1) OMIM #606159: NBIA3.

2) PubMed this book: Neuroferritinopathy: ferritin-related neurodegeneration, hereditary
ferritinopathy.

3) McNeill A, Birchall D, Hayflick SJ. T2* and FSE MRI distinguishes for subtypes of
neurodegeneration with brain iron assumulation. Neurology. 2008: 70: 1614-9.
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4) McNeill AM, Chinnery PF. Neurodegeneration with brain iron accumulation. In: Handbook of
Clinical Neuorlogy. vol 100, 3rd series. 2011. p.161-72.

5) Gregory AM, Hayflick SJ. Neurodegeneration with brain iron accumulation. Orphanet. 2004.
http://www.orpha.net/data/patho/GB/uk-NBIA .pdf

BIEFEE 3q23-q24
FEBEEF CP

EEFEY ka5 A3 ¥ ceruloplasmin
MIMID # 604290

SRS FH 5L (16~T72 %)

BEE: 5000 A, 1/2,000,000 A (H#A)

1. BRFREEIA

Aceruloplasminemia (2825 & WIRICER T A KB TH S, 3EME LTHRKE (WER
WCI0EL ERATT A 2 L AH 5), MEE, MEERS ST oINS, MRERERE L CIEMEE,
EHEE Y AF AV T, BRERO VR =7, MERAPS  DIEFITH LN L. EEEER), /S —
FUVSALLEENBV. BIRRBENICEMNSETTAIL0H 5. BMERE LTIE) 2,
BHEEDNDH Y, 50U ETALNS. MWREEMERIEESIZINIT 3% DIEFTAHA LN D,
AR5,

AT OEAEROBEFNISERD D, BRFII 2. R Rk~ T/MNER, LERIRE,
EWEE-7T 7 =V A0WENDH S, AlEE L D EONEREITIIHEERD Y &L OME TR
V.

2. REFRR
CAREEAATRIMBE VO TIAI Y idRL, 7o) FUVRESER (E¥O L2EEE) %
HAH MELVTTSRAI Y, 720F v F—EBEEERL, MAREENZRD 5. WEH (10
ug/dILLTF), $kiBE (Sug/dlPLF) BETT 5. 720U F VEE (850ng/m) E8m. I
JROSRIEREITIERT 5.

ANFUEEAETRMFBELVT S S ZAI VY LNVEEFEON 1/2 TH 5.

MRI Ci& T2 BB G CTRMNE X UV, %EDR, BB, #E UK, % BECTEREE
% %, FDG-PET CTHEERBICIIRIEOBEMARE, ETIITEES, KMEEIC E TERAHE
BAIEA S, AT OESERO MRI TI/MEEHOAPRE SN TS, SKIREOHRIINET
bAhbh, FETE L.

3. BETFERLRREREE
Aceruloplasminemia TiZt V1275 R I VEETOEENALNS., BRIIFEESKEA
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5 Aceruloplasminemia @ MRI (FRH F SEEDHERICKDBHR)
A BHER, B: JEER.

THEBEGEREDY, FLAEPEENTUEAKRTD .
WBEOEENPLNON TS, Wb hot spot 1Z78 V.

VBT T AI VIR 5% DEAETHY, 7xuFiy—LL LTOERAT DY, #M
WOk EBET 5. & 5T free radical scavenger & LTHEHTA. a7 s 23 ViEE
FREVPELL LHBLOOFBEN) T i), ZOKEMEBNICHIEEL, &
A TRILI R P VAR T S, WA TORILIWR M VAR LTwd Z Lt 4-KkBgt
AF =R VB2-TVTE FREFPEALTWS I L THHINAZ I b FYTO
complex I & VAREICBET 2HE 20, I Py FUTHREEELHLAE IATWS.

HBFERIIRAREDSIEE D 2~58L %20, BIRE, BRTEFLV. SRR LY D
TA PO PTERICERET LS. FRICIISKEEIA SN S, FEEGRIZ R . FEE S i
IZERILE T A, BRWOEREEEINS.
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[EE=EE: Fatty Acid Hydroxylase-associated Neurodegeneration (FAHN): dysmyelinating

leukodystrophy and spastic paraparasis with or without dystonia, spastic paraplegia
35
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