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KHZEL T, BRI 8, ASCRE Y, FRIED AV
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5) WERG I S N R
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7)) MO A BER R S N R
8) WhAERL KT —NE
R E
kb ag % FF O PR 25 PESE neurodegeneration with brain iron accumulation: NBIA (3 K AL EE: &
M BIE S N AE U, R OZE % & 7o & B2 F5 7. 1RFRA 775 03 NBIA 1 — 3114 PKAN :

N T R T B B A NE T H 5 73,
FAHN:JI5 52/ 4 LI 58 BE b g 22

BifE NBIAG6 £ CThH v, #Dfth Kufor-Rakeb 5,

PEIE, Ml 7T A I VIER ENFEND. AT I b0
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PKAN D2 Briast & 27 A 4 Ak 23 4RI
1To7272%, 4al NBIA ORWHaE L g~ ==
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NBIA BH 08B 0 | FTIES B TEEHER Z 1TV,
OEDODWVTHR Y =2 7 NV ERT 5503
FHHTHAS.
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WA, SENIZEREHB L EE~=a27 L
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BEOLOOHHEEEILE LT, boldbiHE
MEZITOFL Lz, FEMETREE, FKREA
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#9100 2 OREBIR RIAFEN TV DD, ZErodHe
ETERWVEMNEZ RO, SH%OEMICH
RN N TWD. HEZERE b LiIcEh
ZNOBERBIZONW TR 2 ETRET D4
BERHD.

E.f&#
ZWTFEEt, BBV A RI 4 v, ERFRDIER
EITHOFEE o7,

FERFE R
L

G.HWrFEFE
(ERMEFEL BT - H - BITHEREBRA)
1. fmCHER
®mL

2FRFER

L
HAWFTEEOBRSRE (PEZET)
1P S 7L
2.EMRERGE 2L
3. F D L

—137—



A SR SRS

BRI B B
T S
[(BEE] K4 Fm ol prE o AhEOREEREE
ESE e
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= FR T IR A

(G4 BT

"X AU77 SENDA & atypical neuroferritinopathy

[l SRR, RN RL/ 43 IR

LR R, dR A, EE B

TR, LRSI AR,

Ui
NBIA B4 T, Bzl
adulthood (SENDA) & neuroferritinopathy (NF)
BB DS Eody, MR TR R A R 7.
B A 9 wE Sk (Halo) MM T - 72

C>T (p. Arg234%) 28438, SENDA & i2Wr L.

SEH 1
T DT A H) 0> WDR4S

FEE
B AWMeE U7z Static encephalopathy of childhood with neurodegeneration in
D2 FEFNCHOEWET D, JEMI 1, 2 2L MRT THE

{340 o> 2o CHTED MRT TIWD CRE PRI AR
5T exon 9 D ¢. 700
FERY 2 13 44 % D A MECIMAF R ferritin (fer) 2NZEH]

IZIGF LTz, FTL {57 exon 4 c. 468_483dup Z5 ¥4 A4 GO FIHIZE SO NF & 327 Lz, NBIA 1375035
BTHY, MBS 2N oD IEMAR BRI TH 5. EATIEHEARIME AT AL, MRT TR O gkibas A
BTN Z, WPIMEE O TIWL Halo(SENDA), #EWE fer KT (NF) 72 & NBIA ORI/ 8ER D=8, EET
BEEITY) ZENEETH .

A BFZEEH EWE Lz,

NBIA (neurodegeneration with brain iron  C.HFZEkER

accumulation) i, BHZEe$EMAMBEAEN, 3880 JEG] 1 X400 et RN E ZIEEN

WEERSE, KRIMEEROSILE L ML 45
PREMERBO—ETHD. 4E, EERI
BiFD NBIA BET, HlIEREZMEL:
Static encephalopathy of childhood with
neurodegeneration in adulthood (SENDA) &
neuroferritinopathy (NF) ® 2 JEfIZ D& £
EDTHETD.

B. BFgE 1k

BRES MRI, MmigMeE, EEFRELZTHLENR

1To72. NF EFNIMNERER 7 =V 2 (Fer)
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PEDMZENE 2 789 72, MiEFerritin (Fer) 34K
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BREE LR, BEEBE L7277 (Saitsul,

et al. Nat Genet 2013). & 572 BT HE

& LT, =7 Y — LT 2 ATV WDR45B AR T
R E R0 5 ADEEPBRNPERR LI Z
%, exon 9Mc. 700 C>T (p. Arg234%) 75 B 238
%, SENDALZWILiz. Z O3 iFAN34Y —
R, GB17Y — T, &KL LTIEB1Y —RT
HY, FHRBETAT HE L. FEML
DOV H—IETEREEIA~AT e EREZRD, &
DEHIIERE LR &b, de
novoZE # & |l L7z,
FEGIIFAUE DO ZME. BRI <, T
REZFRFEIT R0 o T, 42880 O R VETERE 23
HVZH LT, EEMRITIIINI TR S OBE
R - RO ®ESRH Y, £ 00K
PEAER L 72 o TNV, 43R IS EE,
TERERLZE 72 SREMEE S HBL. 445
BXPESRAMEREIR T, TR b — X KT, Ak
MO FAF K OB BRI, S MR E 2 38
Do, PIBEHIHERIMEEEEZBD R o T
0B, T ABIOOR =T EOERNH
Bl L 7. BREMRI L3/ - RIBOZERERH Y,
BRI A T2, SWITIIHRAEER, Wik,
R, %, B, KINECEIIRE AR
Wiz, MiEFerlIFEENTH - 7208, MERK
Fer (ZEMICIK T LC\W\ o, FILiE{EFexon 4
IZc. 468_483dupTGGCCCGGAGGCTGGGZE B &4 o
H—¥ETRD, NFLZWr L.

SEER MRT B RI% TIWT TEZ Halo i SENDA
WA T o 2. SENDA D RAMEMEIZ LY
BAE Tholz. T2WI TiE NF CIREERIC A
BB CHRFICKE B AR, SENDA 13E
EESEREESEZR L.

D. B%

NBIAD 2N I ZHELT M D A BE AT RN
%, BEERMRI CEJERE DTN BFRAE Bk %58
b, X BITTHNICSWI CEILE R e T 5 =
EHRERATHL. BROITIIRIZEILE DR
BEn, BofEEOREICE-T.

FEFILIE S — o v SR EAD—FIRHRE S
T2 728 (Haack TB, et al. Am J Hum Genet
2012), AFTOWREIIRVFIOF v A%
BETehot.

Tox OIEF L BEREEZ O T2 ZE LD
D&, VHEER 34, RERE LR OF
BRI 255 TR MEDEIA 1389, T% TH o 72.
FERITEF/RAOEE, BrEEI =R,
VA M=T, EABRIEREE S 2R
DB, SN—F Y =X ANIE], IFVFLASE
TEA6E], Ly MEBHAED L < 2335023
AF) IZRBD BTz, L-DOPAR ST T — &
MR TETZI2ANIZRD £100% Th - 7=, H
BT R T AR, BEOT2WHRE F 324
23R b, 72 BB OTIVI Halold9E|
[T B ALT- . SENDAIT ERETIVI HaloAS72 Wi
WEREBELNDD, 2FICiEBo ond,
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EHEFITH-TZ.
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&, /DEFAREIT L. ZNE TOHRET
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2014) .

M Fer g 1O WA TR T & @ds s h
773 (Curtis AR, et al. Nat Genet 2001),
BENS T 6 O TRV, IR O W]
7pFerf N AR Tz Z L b, NA v —T1—
LR HHENED B U, L Fer IER I C & 4T
BEE DI G HZ R END.

NBIAIE AR CH 0, IR ¢, 2 o
D, RIRTEH D B CTHEERZ WL IR T &
L. BB — MRNTEC L DT LB
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TO, MHRIEHILIE, A A~ —h — R
AhEEZHND.
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JEAET B AR B G CHETR VR R BR A 7297 3E)
PRRZEPESR BRI 1T B AT ZEBE (S FDRIFZE A

FOF ALS/PDC BGERTE BN EE . Bk F5 ] S 1ERK

WRIEs L NAREEE Y
Woe o AR EY. ZE<v Y BERHEY

DEBRKFHI A N —ta VERGER, P S E R E AR E R
D BHIERREINBEREIIERT, Y SEERE R

WREE

(HAY) #2H ALS/PDC DI DO FB| EAERD 72D O FMEE R & U T, WRRIEMOIE & T 247
277,

(FE) 2000 4E D 2014 FEIZBF LU A N Y — 288k L= f2 ALS/PDC 76 Bl >\ T, EaFRIR
B Bk, FHEE, RBAEFER, FESN, FRIEEGS. FHRFIE, SEEE T FER, JER,
WOVWTHREYT L, 1996 4E2 5 1999 4EDERKR T — & (FRER#HEE 2001, 41:769-774) & DL A 1T -
72

U B4 JLOVE 2] IR ZY  ALS 12 81, PDC 64 5 (9 B 17 BIOF kB & &de), BAckbid, 1:1.3

(1:1.85), SEHEME - 248 71% (67%) . ALS 33% [25%). PDC 78% (82%), YYFIELER | 15 66.8
% (44 3%—~857%) (65.3 R (52 3k~T745%) ). ALS 61.2 5% (60.0%%). PDC 67. 1% (66.5%%]), 3&
JEAEAR : Peak 2R 1930 4R (1920 FR) . FIRFEAEFIEL - 1988 FLARE, ALS 1 LHFERY. PDC I
EHRRIT 1~T7 £ O TRIE, FHRFBHRE : &K 7444 (6. 784E), ALS5.74E [34E], PDC
7.94 (7.5 4), PHHTHFE . £ 73.8 % (72.15%), ALS 71.0 %% (63.0 k). PDC 74.6 &%

(74.05%), JEA : MEORARA, M. ZEM 3 KIFEE, [ AIE. 1996 025 1999 FEDT — X,
1996 4E~1999 4F & bl L C 2000 4£~2014 4= Ci, MEkuid, ZMEM TRE, FIEEIZ, ALS T
1% 1/3 f5l, PDC CIIA 80% TAZE, FHIFRIEFENL, ALS TR | ABIE, PDC 1L 67 meAlfE & R,
FEIEFEAIT, FFIC PDC TiX 1920 £R—1930 £, 1940 R~ 7 b, FERBIFIEL TIL, ALS
IEEBOREA, PDCITERGR, TERHEARIIL. 6. T8 FE-T. 44 ELIEE, FFIC, ALS TR 3ENL L. THE
LEAEE, L TERIT. ALS T3 mD 71.0 5k & 8 L, T/RHEIT, FFRIRIER
TR,

UiEem) SEOMTHERZ LI, BEOFSIEEREITI,

ABEER B.#f %5

H0GT ALS/PDC DFEED FB| X ERR D= D EE 2000 05 2014 FFIZEF LU A MY —IT Bk

BEERLE LT, BOEDEFNCEET A ERRFERD L 7242 fF ALS/PDC 76 BlZ2VT, ERERFAL,

INEE & FRMT A AT o T2, B, KR, BESEH. BEFR. FRFE
FEFIE. S RRER., YT ER. LR,
WZDUVWTHRAT L, 1996 SED> 5 1999 FEDEFK T
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— & (BERAER 2001,41:769-774) & O sk %
1To7,

(fREBE~OEE) AT, ZERFEFEMH

BREMEZRS TARER/ TV D,
C.HFHfER
0 P, 1996 FH2 5 1999 FEDT — %,

BEPRJRAYL : ALS 12 ], PDC 64 5] (5 B 17 D
HplzETe), BAbix, 1:1.3 [1:1.85],

FIERE : & 71% [67%) . ALS 33% [25%) .

PDC 78% [82%),
Familial history
1996-1999 2000-2014
B EH (+) BEH () SFH (+) ®FH(-) ®unknown

B M universiTy

2. EHRIEEE « 218 66.8 % (44 ~85
m%) (65.3 5% (B2 m~T45%) ). ALS61. 3 5% (60.0
). PDC 67.1%% [(66.5%%),

Onset age of the iliness

1996-1999 2000-2014

20 35
18

30
16
" ]
12

20
10 upDC
8 L3 BALS
& 10
a

5
2
o

orties Si

Siaties Seventies Eighties ties Seventies Eightie:

Average age of the onset 65.3years old
(52 years~74 years)

ALS: 60.0 years old

PDC:66.5 years old

Average age of the onset 66.8 years old
4 years~85 years)

ALS: 61. 25 years old

PDC: 67.1 years oid

B MIE2 unversiTY

3. RIEEM :Peak T £ T 1920 ER1H
1930 R~V 7 b,

Onset date of the iliness
All (1996-1999) ALS (1996-1999)  PDC (1996-1999)

6
5
15 15
4
i0 3 10
2
5 5
: i
o 0 o - -

19105 19205 19305 18405 19505 19605 19105 19205 1930s 19405 19505 19605 19105 18205 19305 1940 19505 19605

All (2000-2014)

40
30 I
O_I I

19105 19205 19305 1940 19505 19605

ALS (2000-2014)

30
5

20

15

10

5

o

19105 19205 1930s 19405 19505 1960s

PDC (2000-2014)

19105 19205 19305 19405 19505 19605

B MIE universiTY

CHNwEB AN

X 4. FERFIEFIE
B, PDC IZHErfEaIIC

1988 GELARE, ALS I8
1~7 4 O&IFH THRIE,

Annual number of new patients

= Al
.1 BALS
HpDC

s bk
LRl
|; 1

aiii

2010 2014
B Mie universiTy

5. EWRFRHME 2 7.44F (6. 78 £),
ALS 5. 74 (34), PDC 7.9 (7.54),
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Duration of the illness

2000-2014
ALS PDC

year 1996-1999 ’
' All g A

|
-

iR SLL:

Average duration of the iliness 6.78 years Average duration of the iliness 7.44 years

ALS: 3 years
PDC: 7.5 years

ALS: 5.7 years
PDC: 7.9 years

SEHFE AR 2K 73.8 5% (72. 1 %) JALS 71. 0
% (63.07%%). PDC 74.6 7% [(74.0 %),

B 6. FER : FFRARAE, iR, ZEED 3 RIEK,

Causes of death

B MIE unversiTy

D.B&

1996 4E~1999 £ & Ehigz L T 2000 ££~2014 ££ T
VPRI I AL SRR 1L ALS TiE 1/3 .
PDC TiIK 80% TH Y TEDLY Z2hoiz, FH
FIEAERIT, ALS TH 1 FB4E, PDC I 67 kAl
BEAETHoT, RIEFRIL. FIZ PDC T
1920 F{%—1930 £, 1940 X~ 7 PR
bz, ERBIFIEL TIE, ALS IXECHA, PDC
IERABEAICRIE L C W e, BmEIEIE, 2T
L 6. T8N 7. 44 FLIER L, KT, ALS T

X 3EMND 5. THELEFERIIER LT\, T
FET4EM L, ALS T 633D 71.0 sk & 8 4B
JELTUWe, ERFERIZT, MEBRERTED
W iiolo, AEIOBE GBI, ALS, PDC EH]
&L FIEAEIR O Eln b & ALS SEB T O M
DIERBEE TH o 7=, Lt ALS/PDC TliE, 1@
£ B0 FEIZE>TALS A4 7R LTWDB Z
LLBETABBTHLAREMERH D, Bl &k
&, BRBO 7 ru—T v TR THLE LY
(2. ZD XD REERB OB ET DR
KZH NI THRLENRD D,

E. & i
A E OFFNTRE R &2 eI, REOF5| X AERE21T
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Ff R fo BR ARt
iz L,
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— i Y —EATILEIC Y TV R R o T A
TOXIRIAT APBEIND Z L1E. #RE
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