121 BXAEKIEE R L A

1. 8E

AR E IR HAE(L. OMIM D NBIA: Neurodegeneration with brain iron accumulation /1) —X &
ENTHOHRBLETDMD 4 REDHRFATIEEE 10 RBORIT, RRMHERICEKAILAEL . itkae
BEELZETOIREHRTHD, KOEBEBLICEYETERICEREH I —MEITEITHEDOIFMH - HEE
REEEEFHEE . CAM=TZEHRILETDFEEERZFRIERET HLDA L RIEFIITZSL(E
INREITHEN . RAREDHELH D,

—HRIZ. PRIEITRTHY . REFEEIGGHEREICE TS, — 8 OKEE CIIKFEBRIBEELGS
N EROBRMNHESNTLND,

2. &R
AL E MR EMECEETOREEGFAREIN TS, ZLILEEBARBHER (HHER)
BRATNREARKETHHD . BRI FUEFELBRBELER (BHER) R TRABFEE. A
HIZE 15/ B EARIE DR L MEZ S E A (SENDA) 1 LLIE B —TORSBIHBAV /TR
SHIEZMEIE (BPAN) :NBIAS [ X EHHMEEMER (BMEER) %X T20—-30mRICHKET 5 NS
W REEEGEFARESN. EBEFEDIEMEA>TOTELT LEFREDI R TOREELALENIE
LENEHD NABEEHREESENEBERFTOOICHSHBLEMHELESBIN TS (HI:

pantothenate kinase—associated neurodegeneration) .

3. fERK

IR %A R E M DR RER (FRBMEREL TRMERFREER. BT, BAES . #iFERE
LTEBHITREEGEDHEEMES . DA TEHRLLETS5THEESDHKBREFRKIEIRET S, FiE
FEHFI 2N REATHED . RAREDHFEELH D, MBEICIVIFEIGEREL T, SLRHESHED
AbOT4—EGHLLIE PLA2GE ZEIZFHSHFEEMEAE (PLAN) . NBIA2a, 2b) TIZ/MBEEN KRR . 4
#2271 FHE (NBIA3) TIEBEEEN G ENH D BIRMEDAL=T LAHKKIC. BA—EGFEEICLIRE
THoTH. RRME . RRNTHRENRLGHIIENHY . BEIRETHD REMRELTIE, INREE
EHBREMET X TORET.MR TEERANDHKLEGRZRDD, TOMBEEFRR T, BwL07
S5 A IV M JE (aceruloplasminemia) TlXEIILOTSRIVRE . ERFLEEZ . @RI FUE
(neuroferritinopathy) TIE7x!) FUEEEZZEOH S, MAEKEEHEZEHME NBIA [CETHEEDRTR
BOHHEBERAT R OFMICOVTIER R THET S,

4. BEE
HRABEIIHEISINTUVEND, SHEEEAELTIE, EYAE () &l i TADAZE, L-dopa EF|%:
E)Y PRV XREFRDBERGESE L. EALLINFHT (RIEAXEBREE 7. 1R RE 7. IR RIS EE)
n"Hd,



5. %%
MRS R EMSEBRETEDREEZRL. TRTIRTHS. RIKOETOREINALE
DEE. NABHRIZE->THATHY . REIWETZEBEDN ANBLETH D,

O EHOHEITHELES
1. BEH
#9100 A
2. RROWE
REZEESIVOAREEZNDHEDOALBENKBERTHA-O. ERRABE SO fREMBALIHIC,
RREEFOMENSHEESINIREREIHIGT HABREOHEINEBLDODOH D,
3. MEMIEEAE
REESL (RHEBEIETFET 0. RAEEIERMEL, )
4. REDOEE
B (FERAHEGEL . ETHEORBE-ED, )
HY (ATUER DM EZE)
6. EEENLE
Barthel Index ZFHL\T, 85 MU TERRET S,

[T MR EBERICH T HEBIERAEMEIL

MRAXRE EILRREREBLNIEERE 2— $BE-

[Pantothenate kinase—associated neurodegeneration (PKAN) D2 M B4 E{Ep EEREREICRIT AHFZEIE |
MREAKRE ELRREEBERERRFR AEREE BER RBII—F

Mo FURE D MEEDBELREICRET HAKIL

HERERE BEERKRZERERtUY— #HERNR-RKEPRRT iz SEEH



<BHE#E>
WIh O DFRE TERIRFTR | B FZ WK Y Definite (FEEZE) LSt DERRET B,
IR EL A R R ME R RICKVERERNELS-0, LB T HFREFTHEDBIELEC D TIEIL
TICHIZEEHT B,
BIZFRMZERITT RIEAMREZRGREEDRGFIWICET ARSI 105 EETHIE,

AL A AR RSB T DFBEEUTISRY

1. ZEOATI)—
Definite: N F MM DBEERIZEET 52, BRRERFELES. BRI REREMRITHNTINEEZ1 DL LR
& HOEANZEERN LELFEMICEYEEZHINLD
Probable: WF MM DREICEHT 52. BRRKREREIE3. HFRITRESREMRICHDITINETEF1DOUL
RO M OEANZEERN T INEEFEEDREEDLD

2. BRI (NAEKLIEREEHEDE TORBICEVTEAITREEER,)

(1) RBEMEKREB DALY TR, A7 RJE. afucosidosis, Glutaric aciduria I, ') —X4E

2)BIEHRENERE  #REEOA4RY)RIRFIE (Neuronal ceroid lipofuscinosis) . /AN FhTR.
FHHE A FRIR M BKIE

(83)JER— R B -hexosaminidase A RI8JE. GM1-galactosidase RIBfE. =—< > -E v %H

(4)/NREAFRE DEGM /DN ESKEE (SCA1,2,3.17 13&) R F#% - R EERIL A (KEHEE
(DRPLA) . R4 x #9E 30 B BIaE R =2 —0/\F—IC & (HSNIC)

(5) B G/ A—F Y =X L :PARKS, 6, 15 70&

(6) BIGPARMNTICET HFER

(7) N EEE

(B)MBEHRELGLEICLIEREIRN =T

(9) Ly MEIEEE



2. {KFKH7L NBIA DE{E (Hyflick (2&k5) T2 5250

A: NBIA1(PKAN) : KZEDIEFIT T2 EfE L. LMD S eye of the tiger sign FiRT (KHN) . REBRFRIZH R
IRig . FAAMERIUEETRT , $RE ILREER> > BB THLND, DRICITERERRTAEL,

B: NBIA2(PLAN) : 1 THICR BBk = REICRBLI- LB ZRD 5. MEEBHMRHOLN DD, KINEHEEHE
THD, AHRERIEIEINIILLH D,

C: NBIA4(MPAN) ik BIk = READEKILE . R EBRRAIFERDEIKRE R (KD,

D: NBIA5(BPAN) : T2 TRE - KINHISES L7155, REK << EE~DKILE . BEMNOKMAIE halo K&
%,




EREDBEHEEICOVTUTITRY,
<S<INUMTFUBX T —EEEAES MR LT 4SE Pantothenate kinase—associated neurodegeneration: PKAN.
% NBIA 1>
1. WEEGFEHE
INU TR —+ 2pantothenate kinase2: PANK2 BIZFERICEBEE T, PRAN=T7EEERET S,
RSB HBEEMEDKRIEETHD, 2R BEIHMETI15 FEE, FFREIT 16~40 F&Sh b,
PANK2 [& Coenzyme A £ &SRB ERE DR RRBEICH-5BRTH5.
(1) BEEHX:BRBEABEER (SMEER) GEEFE 22913, EI5F PKAN2, BIEFEY PKAN
(Pantothenate kinase 2) . MIM ID #234200, *606157),
(2) S Fthn - B A U NREE (BAX6RELT)  FEAE /NREA~FEH (ZIF 10 A L)
(3) $8E : 1~3/1,000,000
2. BRIRIER
(1) HsLE:
75% DIEFIEHHE LSh D, HTRE . ZBEE . HRES TREL. #ANKER, REEEHL
mhd, @HENBERDSIEIOAZT T, HEAIOCEBETNENITH SAFZT OHRER
[FTERTHAHH, i sElE. MRICRoNS, OMCRAZ7ICKYKREERT E1H D HIRIRIE
REBEROND, RERHICREEREILE. HEREREN 2/3 OEFITEHT S ERITET
HETRIEMND 10~15 EFTHITFREELDHEN S, TADAREIFTENTH D,
(2) e 4L EY:
25%% H O HFAB DS TIE, REFEEZOHAERABILL., LFYBRRICETI 6, RERELL
TIF 0% DEF TREEENMETREENZV. EORDAN T AN, GRBLYLIEREITESE
T, 156~40 FRETHITFEELLDEIEN S, I<KAHARBDHELF L # 1/3 DEFI THMEIRK (&
BMEE. RAMEENS L) S ATEREERRIENRoNS, EHICE>TILEREIRABHLH
T FHHERTHR T 5568155 HIREREMEFXRESHLEN., REFHNSESHITD
NN—F DY ZXLNBIDEREGY  BEEEN—F OV URELTEREINTWSESEA LN
o
(3) ZDAth:
FRKBRRETIENS 10 BALETICHRAE T A ETHAENE, 10 FAITRELETHELS 20 HA
[SHITRREERBBIEEN B D . £ D1t Tourette FEIREE . MR T X RIT  EB—1—0O KB
DREF2TDHEH . BERED/S—F VX LERTERLEENRESN TS,
HARP fE{% 2 (hypoprebetalipoproteinemia. acanthocytosis. retinitis pigmentosa. pallidal
degeneration, OMIM 607236) LiEIZFERE M PANK2 TR SN f-ZEMS PKAN ITBESNT=,
3. Bty ~"EREMR
(1) B MRI [Ei{&: eye—of-the tiger sign ZF& %, "I 1.5 TRAZLLED MRI O T2 S&BRHER T, 8L VE
EEZ R RERKNORAIESI S EEZROLSLEET . REEOBV AR TEY . MRIFTR A
i> PKAN D 2R IZE BB M DIEIEN0AY, BB G, [ZESILHEEICBE T HLELN DS, BIRT
eye—of-the tiger sign [CEBLLDEIRZEE T HHFEBLLTIIE KT S NBIA3, NBIA4, CO HEZFN IR
HFINTLS,



(2) EEER  HEEE/ NN2—2ERT,
(3) —MEREMR 8% DEFI THMAMEKIELZRT .
4. BT
Pantothenate kinase 2 iB{5F PANKZ2 DIRHAIZERZZED S,
5. SAlKRRE
DAILINE . AV RIE . a fucosidosis. Glutaric aciduria 1, J—XfE. O RYRIRXFUE
(Neuronal ceroid lipofuscinosis) . /\>F U b 9E . B HERIRMERGE . B —hexosaminidase A RIEJE.
GM1-galactosidase RIBE. =—< 2 -Evfm, /NEEARE DB RIE/NNIEEEN KR, KT RE
BRIV A {AZHEAE (DRPLA) . RIEMERL Xt s 30 B, BIEMRE =2 —0/\F—1IC B (HSNIC). &
EHN—F VXL BEECANZTICET HEEN. NOERE. URERELREICIIERMED
ARZT . LYNERE.



< 3LIR t4#ZEh 3 A O 74— (Infantile neuroaxonal dystrophy:INAD) . NBIA2, Hl|# PLA2G6 2 2 ({5 ##%
ZZ M4 : calcium —independent phospholipase A2 group VI (PLA2G6) associated neurodegeneration: PLAN, [E
BEEEE PR D KA TlE NBIA/DYT/PARK-PLA2G6>
1. RRABEGTFEME
FEE A ERRBAROMNAKLEHELMET, REFMICPEMEREREHMER (CRTzO/4F
Ao ETEIERETRITETRT . £RTZEA T EE, EH KA DG EIBIXBARETIHAL
HY NBIA2A T 9.4 4, NBIA2B THJ 20 &3 b,

(1) EEHRX: BLEERBEEE (SHER) GBI FE 22q913.1, [REIEIEF PLA2G6(phospholipase
A2, group V) AV INAD @ 79% DIERI TRIE STz, SRV RAEENKF ZEHDH S, MIM ID
#256600, #610217. #603604)

(2) et A ZLRHA~YRE (FH1mmk) . FFEE NRHA (19 44 B

(3)#EE : 1/1,000,000

2. BRERIEIR

EITEDRBAER  ERR, RBBR G TE., BERHREZTY .

(1) HEE :NBIA2A
FBHESRITEARBROEER, FHBRRSTTE., ETHEOMNRKRELERENANSIEDMITTR
T o ZLOEFITIIREBITEMEMERMELLELH. 1/3 DEFITIEIRFEKEDHRNDEETH S,
2HITORZT | &G BRAEK . DERERD D, RIEZRSESWVETHITAIRETHAZEN S
W MFHTRIAEDHDINIMDERICLHHITEEERL . RAREIRK (REEEHE. F5. R
RGE)ZFE DD 1/3 DEGITETANAREZRD D, FHRTERIL 94 R ThHS.

(2) JE 527! :NBIA2B
FRAERITE AR LYBOASLL 10 BRETIRE, TEREIFLREST. KFAMSITEETHD,
ERERELEN aSHNLTERBEXTERL, HAEERE., BRIk, EERELXHHRELERTH
Bh . KB DERFIRITR SN,

(8)Karak SE{ZEE

RIGELTRIARAE/NMNEKER. SDRMZ7, f&iE. ZEEIETHAHY . MRl T/MRERE, REXKERE
(< %UC?E’EH LD DIEIRRFEL THRESNT-A PLA2G6 BInFERE (EEATOEEK) ARESN,
RETEMREEEED—D LS TS,
3. WELITNEREFMR

(D ESEEZPHRE BRAEMR. MREEEEETE 1/3 (23865, RRRETEKZRD

(2)MRI EHRARE : 95% D IE I T/MKZEHE . 50% DIEFI TR EBR, BEICHDILEBEEZRDH S, /J\Hu0)'7')
A= RTHIGLT T2 SERAER T/ MEDEEBEEZRD D, T WP KN ETEEZROLME
EAEL, JF#E NBIA2B ) MRI R TII/MpZEHE L 83% DERICEFY KRB OCREDIKILE
MEID,

(3) R IR PLA2GE B FEEBMEAERID 87% T, RigmiFEMERIc AL TaRRATzA(F
ZERD5,

4. BT
PLA2G6 DISHIEREEDH D



5. #Rl&E
LIV TR AT RIR . afucosidosis. Glutaric aciduria I, J—RNSE . #E O/ RYRIRXFUAE
(Neuronal ceroid lipofuscinosis) . /\> FU bR, FEEH FRIRIMIKGE . B —hexosaminidase A RIEJE. GM1-
galactosidase RIBE, =—< > -EvIR. [INEEAFIE DEEME/DMNIEES) KR . HIRZAFZ - RETKILA
{RZEHEIE (DRPLA) | TR 4T FREE 30 B BGMRREM =1 —0/"F—IC B (HSNIC) . EirtE/\
—X VXL BERECANTIZET HEEH. RNEES . EHRELGEICIIEREDANT,
Ly MEREE



<271 )FE (Neuroferritinopathy : FTL., Bll% NBIA3) >

1. WEEGTFEHE
ISR E BREEMAED h CTH —RKICEERBET 2RETHDH. I FUEIL. 7o) FUBHEER
F FTL ZEICEET S HLEHRERERTEITO-YEROIERETHS, REFMITEEEITFY
B, ERIFUBREBIUEHED . EHBEARUZA. JTHIEKRNIZERET 5.

(1) EEHER: BRBABEMDER (BIEER) (GEEFE 19913.3-q134, [REIEEF FTL gene D34
exon () 460insA ZZE, FNIZ 458dupA, BIGFEY) FTL:ferritin light chain MIM ID #606159., #
134790)

(2) HAEERS: AR (EH 39 %) /NREARIE L ENTH B,

(3) S8 : IBA

2. ERREEIR
BAFIEDFIES), F-IEPA=TE1~2[RIRD  BEDORMEREIEETE(ED HAIRIE (L E R
EEIH 50%. BATHES AR=7 43%. /8A—F Y =X L 15% T, BN\ XLPEEESR. EEIEENT
Hbd. ATHEIRAP=TPORER#ENRONDS, BED RN =T (FEMEF R TR EOMRIC IS A0/
SERRDNRMET B . DN AIR IZIXRARELRL EITT HEB B LR T AN ROND L5245, 5
~10 ETHERICIEAY . BAER 20 FLLWTEEHELDIH . IERFFETH D IM}KFRE. EBEHEIRE.
PREMEIE B Iz EMNZLY,
458dupA FHEITHNEL N—F V=X LM BEILL, BEEE. PEEFAN RSN S (460insA LOER)
BARARZ (c.469.484dup16nt) HIRESN 10 MARICFIROIREARoN  BFRET. REEH®. /T
fE. HITEEETT, IREIFZ BN TR T, BT FUIE (neuroferritinopathy) TR 51 5 8 E 75
RN BRIEIRE RSN,

3. FEITNEREFMR

(M EEFRERE - MEITVFURERKIFEALED B BEEHLUBOXMETETT 5. EEHLRTOXHE
TRMEIZT)FUREDERTIE 1/4 128BF 5,

(2) B MRI B8 : FAE R EAICIE 4%, BRI, REBR, 5%, K. BE. KINEED T2 RIAER TE
PEE LD, EITHLGYABETNMEET L. REBEK. ERBLIBBELLD, TNEHEZTEE
HIZ&DEE. ERRERHN S, C468.484dup 16int FEFI TIZ/MNEEREERD D, T2+ K DRIEDIR
Hi1HY. REHOREREG TRERCEENMERELLD,

4. BinFLE
FTLEILFDRMEEZRD S,

5. Al
DALY R AT AYR. afucosidosis, Glutaric aciduria I, J—[XJE .. O/ RFYRIRAFUE
(Neuronal ceroid lipofuscinosis) . /\>y F b ¥%E . IR HRIFRIMIKE . S —hexosaminidase A RISJE . GM1-
galactosidase RIEJE. =—< > -EvViR. DNEEAREDE G/ MR ES KA. WKL FZL - REBRILA
{REHMEAE (DRPLA) | KRR M XT FRE 30 2 BaMRE =2 —0/XF—IC B (HSNIC). #Eirit/\
—X YR L EEECANTICETAEER. NOERE. RBEMRELRECLIBREDS R =T,
Ly MEIRR



<BFaVRYTERA NGB I(ZES R Z M E mitochondrial membrane protein—associated
neurodegeneration: MPAN. Fl|4& NBIA4>
1. RRABEGTFEME
IEERHEEDKRNELE FREEMET. SMVNITIEIZRET S Cl19orfI2 B FERICIYRET
HEBTEMEMETHREL, TLESH -1 —OVEE, REEERE. BHE. FAERKEFRET L, B
REARMIL 5~10 £TH S,
(EEER EREBRBEER (SHER) GEEFE 19412 B85 FEKE; C19orf12, BInFEY;
C19orf12, OMIM #624298)
(2) RIAEFE:/NEHI(FH 9 )
(3) 48 : 7~ BA
2. EREREEIR
ERPRIR IS EITHEDORMEE ., TEEENBILD, MDA T | EE GEfTHEEME X (HAR) FRE) . /N
—X VXL BEEE. MNLR. ReEER. REAREMEEZRDS FRERELTIEZEERE
E.HIRTERD D, RFETETT . BEEMELEEFINGERHEREOHRESTZED. B, RE
BLRHNLREDAIIENZ N NREARESN CETESH =2 —AVEEFTLEL., FHEMR. R RSE
KEXKT, BB REG CIIBHEKRNBILDOIENH S,
3. FRITEREFRR
(N HEHBRE MRMEH - 21—0ON—ZRLEBEHICE EMER =2 —0/\Y—  ETTHETRLE
EB=a—a/n—amhd. NEREARES CETESH =2 —AVERKIABILE, EB)=2—0O &K
RE MND LRREZEN DT ELH D,
(2) B MRI B8 : T2 SRR TIXRER AN S REBRER B~ DR BILHE) EXMN. MDD EEE
b,
4. BT
C190rf12 BIEF DR EREZRD D
5. EAIZHT
DALY TR, AU RAYE . o fucosidosis . Glutaric aciduria 1. V) —NE . MO ARKYRIRAFUE
(Neuronal ceroid lipofuscinosis) . /\>F b ¥w . HRERIRIMERIE. B —hexosaminidase A RIEJE. GM1-
galactosidase RIBfE. =—<-EvViR., INEEAREDERME/NEEEEN KR, WKZKFZL - REBRILA
{AZEHEJE (DRPLA) . RIEM R FE 30 B BEMREME=2—0/\F—10C B (HSNIC). ERE/N\
—F VXL EEECRANTICE T AEEE. NOERES . AR ELECLIERMECAL=7.
Ly MEREE,



< B AHAMRIR A S /NR B IEE 1T IXSE static encephalopathy of childhood with neurodegeneration in
adulthood: SENDA/R—ATORSH /DB 2R E L - #H§Z L 4 E beta—propeller protein—associated

neurodegeneration: BPAN/NBIAS >

1. RRABEGTFEME
A—ro70—BERNANEL B MR EMET., LBRMNEEOHMNES LEEOESFKEEFTT/NMNRAIC
RIET Do MABLIEICREAECDR=T - IRA—F VX LA 2RITETL . MEDFF B TENRIKRE
AT
(1) B X R2EAETEER (BMEER) X GEETFEE; Xp11.23, REEIRTF; WDR45, BT E
%) : WD repeat domain phosphoinositide interacting protein 4:WIPI4, JR Bl de novo ZE TH D, X £
RKOTFHEIZKY, EERETLUILORBRORYSRIEICEES T 5. BHEIE—EMICIXRBEREL
7%, OMIM# 300894)
(2) RIEF & /NRE ~ B AEA
(3) $EE : A
2. EREREEIR
INREAICHIRIE S EB R E B THRAL . BB CHEITHEOES) - RAERE T | SERERIEK. BE
RIEEZRT . BEFHEEICEFL RERNEEDOESTIEEICHRLTEE T, BHEGERER
IEAIEETH D, NREIZZHETADNAERETRT ZENDLELLGEND ., AU IS RIEBEIXERT
B, BIZFHMEIFE SN T-FEIZ static encephalopathy with neurodegeneration in childhood: SENDA &#ish
t=o BIEBITIEFIEDEREEMNBILSL., B4, EHE Rett JEIRBEESINT-EBILH D ABAITEDHE
DRLZT - IN—F Y= X L, HITEE UNRSITO freezing) . FREVEZRL . FRAVE L LEEMAITEIL
5, IN\—F Y =ZXLlE L-dopa [TRIET HH . AR TERKDBREEBOCORFROTLREETRT . IE
KDEFEF X FBEARELORYOEE. ELFEEMMICEIYRGDARERGENBEESN TS,
fEmIETTLVEL,, FREDEHITEZMETHY . BHEEHITEHFEMTHS,

3. B¥itIREREMR
(1) X MRI B8 : 5B (FREBRERE ICH LN, D NBIA LELRYEB > REKTHS. T1 TEE~

KEGHNZAMT T halo SKERD, IR ILIEFILL . KINE/NNISEBIETH S,
(2) HBRIBG . REBRER B THILE SR HRaR % %5285 5. synucleinopathy R IF7K, EITTHE
KU FEAMEIZ tauopathy BRSNS, BIRRATTOAREZRE . KB, EHE. 5. REKIZED
%
—EREMRICHEEMNATR IS,
4. BinFLE
WDR45 EI1EFDHRHERERDH S,

5. #RlEE
YAILITE . A AJE. afucosidosis. Glutaric aciduria I, J—XEE . ##ZEOA R RIRFUE

(Neuronal ceroid lipofuscinosis) . N\ F bR ABEERFRIMEBRAE . B —hexosaminidase A RIBJE.
GM1-galactosidase RIBSE, ——<-EVIiR. /NEEAFKEDEEME/NNEES KR, kLT - XE
BRJL A {AZEHEAE (DRPLA) . RIEMEE M FAE 30 B, EinMREREMH—2—0/N\F—IC B (HSNIC). &



GEEN—F VXL GEEEDANTICETAEEN. ROERES. MBEMRELGEICIIEREY
XI‘:Tx l/“JHJIEﬂ;E¥o



LATUHY AL A BHERI /N\VEREMBZEMNA Coenzyme A synthase (COASY) protein—associated
Neurodegeneration: CoPAN. Fl|4& NBIA6>
1. RRABEGTFEME
CoA H & RLICEIEL =AM EX T 7 # R 25 MEAE T NBIAT: PKAN EERERIEMEELIT 5, /NEHARED ST
EE. RAMBREREELASDRAN T EMRE R T RIRETETH D,
() EEHR BREKREBLER (SMHEE) B GEIGFEE 179212, IRELEEF COASY, EIZFEY
[& Coenzyme A synthase, OMIM#615643, #615643)
(2) FefiE Fdhn ; /NREACE 2 %)
(3) 48 ; 7~ HA
2. BRERIEIR
HITREECTHREL. BERZTEZHEOOTHEDAI 7 . A HE. MEODACZ7 B TOFREBERSTHE
KCHBRMEZL—ONRF— BAREEETLGCEERN D, BIRETHE
3. WELITREREFMR
(1) B3 MRI & : T2 EHE TR ERDRBALA AN S, CT IR TIERABHRDBIRILEIEH SN TS,
(2) IRRIEFMR BB XREREEEICHDND,

4. JE‘K% /I’kﬁ'
COASY BIZFDHRNEEFZED
5. #AlKEE

DAL TR . AT AR, afucosidosis, Glutaric aciduria I, ) —[XJE . O/ RFYRIRAFUE
(Neuronal ceroid lipofuscinosis) . / N\ FU 9K, FIEHE FRIRMERAE . B —hexosaminidase A RIBJE.
GM1-galactosidase RIBJE. =—< 2 -EvIfR. /NEEHFKEDERIE/DNIEEBN KR HRKFL-KE
BRILA (R ZEHEAE (DRPLA) | RERMEFE MR R 30 B BImME R =1 —0/AF—TIC & (HSNIC).,
EEN—F VXL GEEEDANTICETAEEN. ROERES. MEMRELGEICIIEREY
ARZ7 . Ly MEREE

=
scb
b=



<FE)LOTSAZIVMAE Aceruloplaminemia.” BiEME IV AT S RI RIBSE (Hereditary ceruloplasmin
deficiency) >
1. RRABEGTFEME

|47 )L O TS5 AI U IMAE (Aceruloplasminemia) [E8k AN E N ICEBTE T HHEB TH D FERIE (FHBFFRIC

10 EULEXRTTEIENHD) . MIRBREMAE. HFERE 3 THETH, BRAIZSL,

() EEHER  BRBARBMHER (LHER) GEGEFE 3923-924, [REEERF CP. REEESHKREATO
EEERLADHY. FEAENREEESRKR BEFEY tILOTSRIV (ceruloplasmin)  MIMID #
604290)

(2) FEIE kN EAFEAE (18 51 %) . 60~70 AT T T HEEHIMNZLY,

(3) #8 :5000 A 1/2,000,000 A (HZK)

2. BRIRIER

(1) ¥EFR IR

(2) PG B IREL TIXERANMES BB B AT RO 7 BRSO AM=7  IMx K
NELDEFITROEND, BHIER)., N—F VX LELBEENSL, HBAEKIE 30~50 FRICHKR
FTHIENSZ FFHAEKRELTIES D, BEEELHY. 50 KU LTRELNS,

IRFT R (IR A TIMNKER . ZBEIRE ., SRES-TTF—XOHENHD.

Q) PEEEREME: 93%DEFHTRONDD, HAOFRI-NEIENZL,

3. FRITEREFRR

(1) —BBREMR ERBCTRENRKET HIENZL(20~40 HL) . AV FA— LR BHIA B, /NER
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