120 BEIEHDAN=T

1. B=E

CAPZTIEEHEED — DT, FHEOMIUEIHEB OTOoNIEREHHOINERBOERELHE
EEYPBELEREIND, —HOEBRETIE. HIUEOFENETRBTH-2Y. HMEM TEBIMNIZE
BINEEWHDH DA TE—EHRELTRIFRRBIIZIRICHI=HM, &KIZ, BEBEAHY ., DR
TEEREEFEEL M OMDOBRBREMEBICEIGWNVERELEGHED AT LRSS BEEEDAN=T I
DYT LUV EEFHFEBESODHATHENLLELEIURILNEZ LN TS (DYTT, DYT2, DYT3 72&) A,
NoEFEHTIDYT V=X EESR, CZTEDYT V) —XDS5EREREBEFARESNTLSHFE(C
DNTDHAHEKI,

2. [’RE
DYT V) —XDREEEL T, 20 DEFBEEFHIMESNTINS (2021 £ 8 AR) , Bz ELTIE.
ELBARIEEEEG (BHEER) NE —HIXELEBAREEEE (LMHER) X EEEBEEE(SMHEE
& &ED,

3. fEK

BHRAOHEFEOHINEICEY. ERMLEEI—08HD) B - RE2OEREOTFEEESHEEL. £
DERMEEBNEFTIND, PAL=T7 I HEDBEICKYEREINIERNHY EMEFEMN) . F
=  BEOBRERIBICKEYLIELISERNERT S (BEENIVY),

DYT Y—XDBRENL. BEHAERICE DT, ML (isolated: PRM=T7 D HETRY) . EEMH
(combined: A VO—XRGE DD EFNEEZ LS HF) . BH M (complex: FFHFKZEEFLEDEFHES
LN DIEREEH) 2SN EEMP AR T7ICE ERNREMICHITT 530 (REED A=
7)*° L-dopa RIGHEFFRHDED (L-dopa RIGHEDA=T) . BELR/N—FY_XLDEHERDHZE
D(CRR=T - IR—F YR L)GE  A=—VHBRRERERTRENEEND, T DRAN=T X H
RIZBITHRHMG., BT, 2EME. Z2RE. FAIKE. 2% EIND, BEFRICEALT, 2T
ECES 20 BRETICRET . EITHABICRKIET SHELH D, 45, DYT )—XDFEERIC
Hi-Y. REETOERDA—N\—SvTHNRELGHBELEEIN GFICIMALEDRN=T) ERDO D HEH
EFEHMNERD—BEAS, DYT U)—XFLIELISGETHEDRBEEY ., FREFHNEVIZER
BEUNLEILT HERLH D,

DYT V)—XTlE. ALBHERZETIRREH IV FRRANIIE DV THEKRDKELELLHIHEN
Hd, Tz, BEERBEHER(BEER) BXELIREDIFEALTRIELEBETHIENTRINT
BY. BEIRETHD,

DYT V) —XDREZMICE VD TRALLEDEERRE LD —EDRE TIXEEE MRI PRERIRE
TERZRD. DS ELLES,
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(本委員会として告示病名及び対象範囲の変更をすることが妥当とされた疾病)
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4. BEE

RABEIREILISN TOGD, MEREEL T, EWARRIVVE MTANAE, L-dopa i5E) . R
VXZAEHRORHEEFEE . TE LK F M7 CREPXRIBEE ., ZEAIREEKERE M, RRBEE W) GEN
#%,DYT5a, DYT5b P AR=F7IZxLTI& L-dopa AY, F7z DYT10 DRL=TFIZH L TIFIM TAMAEL
FERICHRERNTHS. EBMHEITERNEEHEICRATNIIGE S EEMEENENTHELEEELZLZD
SE IERREIBRIBEECHERNANIOD I B ENERSND, —BHIIC. REITBENAZITSAD.
FYRBLGFENGEOND,

PR

—RICHEETFTRIEITRTHIN., WIKROEITOREIHRATHY ., F BRNTAOHE. BEMTA
DRI EEZTD, BE. ARICKVERDSHELGSICHEREERT S, —#BOHKEIZDOL
TITBBRNAICKYBRAGHESHAFTESN . HELLGSITLRIINISERER T SEARET
Hdo

O EHHEIHELSHE

1.

BEH

#7500 A

FERDEE

H

MRMGERERAE

REEIL (RHEBRIEHAHD., HRAREIIRMEL, )
REDEE

B GEIRAGEL . EITED BT T-E S, )
HY (AERIERDZEERE)

EEESE

Barthel Index ZFLV\T 85 MU TEXRERET B,

O 1AM
MR MR B AT H T HERAAE AT
MRAKE EiiFE#BNIERtVY— Rk P5E=

[CRM=T7DREEERERIZET AR
[DRN=_TDEE. fREE., AERICEAT 5T

MERKRE EiIREEERRRRR #EARE BER REII—F

BRSO AT N FUNARDEBHARSAVIZETHIET U AEBED-H DRI

MERKE EIRFZEN BEXFEFR MNERAEE &R RER

2.



<BMmE#E>

WIh O DFRE TERIRFTR | B FZ WKLY Definite (FEEZE) LSt DERRET B,
B AN T IFRRICKYBERGENEL SO, BT IFRERHFEDZIELEIC DL TUTIZAIZE
#;95.

BIEFRMICOVWTIIEAMBRZERIMRREDEEFIWICEI SN/ 1355 LT DL,

BERESAZTICHBTEEEZLUTITRY .

1. ZEOATI)—
Definite: DVARZTF () EHEDH . M OVWT O DHFREICEHT 52, BRRIERF-(E3. FLTAERE
FTRIZHAMNFERBEE1DLULRED . M OEABHERNLEGTFEMICIVEEZHIN-LD
Probable: P AR=7 () E#HEDH . MOVWT IO DRBEICEKRT 52, BRRIAEKRFE (I3, FiLT A EHRE
FTRIZHAMNTFENEE 1 DLULERD M OEANZEERN T OV ECFLEAREEDLD

2. (X)DARZTEIF

FREOHIMEICEYEL, —BOBETEHIBEOFHEINETRBITH-Y . BRI TEEIMIZE
BINSFMEEEE T, DA TEBERN - ZRBNEE (DRI TRBALES) NG dH, VAT RS
R DEBELGEHFIEICEVECSIH, BB TIIZL (BEE. HEE-MREETIE G, DRAN=TER), &
ARZTERBICIYMBEEBNEETIND, T, PAFMZTE—EOMEEHRICHIR, HDHLLERTD
ZERHY. BMEEDRNZT EFEA,
LT D& HHEMRT R B ADN S,
1) EEHECEREZBIIE—FED/N\Z—20H 5 (ERITE stereotypy) o
2) BEDBREFHICKVIEKRNERTHIENH D (BEERN) YT sensory trick) ,
3) HWEDIMEICK>TERMNHIZT 5 (BIERF R task specificity) o
4) HEEFHRITICTBETRVEHNIHEY D (F—/\—70— K overflow phenomenon) ,
5) BEAZIIVRAMZT7HREREHDVDIEFHRIFLLGL (BEIZHIE morning benefit) .
6) LM ERZMICCARTHAICEELEYEMRALIYT S (T)yT 709 TR flip—flop phenomenon)
7 SPAZTUNDFEEESZEIEAH D,

(BB BREMR
KREMHER THERBIRICHDHH R FFZUNHET S (FEURHE)

3. ERZW(EBEECANTOLTORBIZENTERNTREKE)
VAV dE, BRENREIEE . /NA—F VIR =X VSRR RIEMEEER R, N\ F b
& . AR LERAE . GM2 AT VA VRF—V X GMI AT YA VR—V R =Z—3 - EvIiR. Lk
FEIREE . INMEEE . UFHERSCHEIERMESRNZT,
KORPZT7 EBRIT REMDRFEEEB LT IREK. SAVO—XRX FuI. 77—, EHR. /WX
L, FREE RINRA L BRI RFXROTHETFLND,
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ERVDOBMBEEITOVTUTIZRY,
<DYT1 PRp=7>
1. RREGTFEME
DYT1 DRR=T7 I (A4 : 285 R =7 torsion dystonia, ZH M AR=7 dystonia musculorum
deformans, Yy /\A Lk ARZ7F Oppenheim dystonia) D—REEHHEC AT DHRKRIKRETH
%, BEFREDA=TTIFBIIRERLIZE 25D WEEEF DYT1 DRBEFRIF 30%ESN D, 4
REFEETHS,
(1) BEHR B R EAREMEEE (BIEER) GEIGTFEE 9934, iBIRF DYTI=TORIA. EIZFEY
torsin A, MIM#:128100)
(2) RAEF# /NREA~BEHTH 12 5. 20 U LEFFENTH D,
(3) A #9100 A
2. ERFREEIR
EEMDRRZTNE U, MIFELLIEHRA THENZ U (ER> TR) . REFIHRNIE TREEHDA
NEESMHITETLYOT L, DR =TEEDLERN TH YR TH-2Y . SAI/O0—XR- DR =THk
THOYUT B, G ELEDITON, BATMED AN TITEEF D REFRICL > TITAIE, £E ., BRI
iR, EOEMEET-T, T 5~10 FEMITTETT S,
3. FHRITNEREMR
HIZHL,
4. BinFLM
DYTTiE{EF T GAG REERDH DB,
5. #RIHK
DAIVIUTR, BN EMSIE. N—F VR, N—F VU ERRE . RIS RE., N\ F
B ERERMARMIKE. GM2 Ho T VA VR—D R GME AV T YAV R—2 R Z—3 - EvIi. Lubk
FEIREE . MEEE . EREREICHEIEREC AT,



<DYT2 SRP=7>

1.

REEGTFEME

INRERICRIET D2 BM AT TELO TENLRE THS, REEZEER. EENTOEEARDOHE

NH5, EOCAR=THEHEMTHS,

(1) EHR  BLBARBMER (SHER) GEEFEE 1p35. BI5TF HPCA. B FEY HPCA, MIM#
224500)

(2) RIEF# /NREI~BEH

(3) $EFE #BHTHIRE,

B PR AE 4K

PRGERRIED D AR=7 T, TDRIEE., RRICETLTEHILT S, FERITLLERRIEELY,

BT REREMR 424,

BEin T

HPCA BIZFDRMEEEZRD D,

HRIEZH

DALY SR BREMNEMSE. /S —F VR N—F VSRR RIEMEEERRE. N\ FUb

& HIRERRMIRE. GM2 HU T A R—S R GMI AV YAV R—V R ——3 - Evd9R. Lybk

AEIREE. NMEREE . MBERERSICHEIERE AN =7, thOIMILESRA=7,



<DYT3 PRF=7>

1.

REEIGFEME

HBRMEFETRIETILEUDARZTEN OOEMTRET HEVRMNT - N—FYZXLEET

HERBEEDE L X EHEMEBMER (SMHER) KB TH D, lubags FEIEFHELTI SN, HAETEI1Y

ELRBUETORENBRESN TS,

(1) B XGEEEB MG (SMEER) GBIEFE X131, WEEEF TAF/ B FEY TAFL:
TATA-binding protein associated factor 1. MIM#314250)

(2) F9E Fbn - /NRE~ B AEA (15 39 %)

(3) $8/E - 81

B RIE IR

ThR. EEE. EEHERMOIBCORAC=7HAHIEL., EEL5HIIHBITTH. BLLWC AL =7EHEE

FTEHENEL RER 10 FETEHNELDL, DAMZTEBERTEINCACZTEBEAON, TAHRE.

1TARE. (REFRERTR . EEEEEZRH D,

LT NEREMR

HEITHIZM MR TR R, TR D EEEZED S, FDG—PET THREFDHKBE TN RESNS,

BEFEM

TAFTBIEFAbOUAD SVA LRERSVRRY UIEAZRD S,

R

DIV UTE BRUNEEME . N—F VSR, ARV IERRE RIEMEEME I RRE., N F b

. AR MIKE., GM2 AT A=V R GMI AV T AV R—V R 2= EvofR. Luk

FEIRE . RMEREE . ERERSICHEIBRE A7  HOEHHDORN=T,



<DYT4 SRP=7>

1.

REEGTFEME

SEPEFETERET IMEEDC AT T, FNIEBILT D, WEEETF TUBBIAIXIRSTY A E

BNE6E! (HDLE) DIRE B F THH D, SSVEFILREDRFETIRIRET . HFREGLEDRIZEL

5, BOTENGTHERETHD,

(1) EfaHR  ELBAEMTER (BHER) GEEFE 19013, RELEGF TUBB4A. B FEY
TUBB4A:tubulin beta 4A, MIM#128101)

(2) RIEFH: BEH~BAH

(3) 58 781

B PR AE 4K

10 B ~20 BMAKICELDMEEED AR 7 CTIZ0OEF LD, TDR. BEOLERICORAN=T7H KT S

Z3H5. KAMSTERETHLEH S BEBEDRAM=7IEXT7ILa—/LERA TR, BT U UL AT EE

2. RETIEITIPEFELL D, FEAELNRNEFHETH D,

LT RNEREMR

L,

BEin T

TURBBAA B FTCHRERZREDD

#RIZH

DALY SE BN EMSE. /S —F VTR N—F VIR RE . RIEMEEERRE. N\ FUb

A HIBEMIRMIMEKIE. GM2 T A= X GMI AT VAV R—V R =—3 - EvIiR. Lybk

FEIREE. NMERES . IBERERGICEIEREDRNT,



<DYT 5a PAP=7 /#IIK/ K\t AR=7 dopa response dystoniaDRD. B A ZE %&£ 5B G
T AF=7 hereditary progressive dystonia with marked diurnal fluctuation:HPD >

1.

a

REEGEFEHE
GCH1 MEMIETICEDE, L-dopa [CKKRIET HARNEEZHESI TIROAN=TICKYHITEEE R
ToRE.ARKRENZL, BREENHY . BHSIFITHTTERNEBEEL. BRICK>THET S,
1971 FEITHEN DN ERLGZBRNEEEZET D EGEETHMREEZRERER"ELTHRE L=, 1994 FHFEE
BRFIEESNREBESAMREILISNT-,
(1) BEHX EEBARBEEER (BHER) GELFE 14922.2, 5 &15F GCHI. B FEY GCHI:
GTP cyclohydrolasel, MIM#128230)
(2) RIEEH: 10 MELTIZELY,
(3) #$AE:100~200 A, FELFET. KEEL (4 1 RIEZTNALUL)IZHKET S,
B PRAE 4K
TREMLOZRBOXLN=7(THROREHDWIEHNRRE) DN EAEKT., LUBFICEHEITESOCEBRE
L. BBRREEZEDDID. ABORECAN=_TI(EHL EHLARNEEHEEL. BHS Y FITHITTEE
KHOBEL, BIRICES>THET D, FREELITHRNEBDOREEEREL T 5, 10 RUBICLREH LR
¥ (8~10Hz NZL)AHIRT S, BEDFHRMERD S, REBE RS ETTEL . FIZEI/O—XZAN
HIRT D RAREFLHY . BHER DR =TETRT MEEIXEETH D, L-dopa ITKYZERICHET
%,
LY RNEREMR
BRI RICEE L,
GTP cyclohydrolase | (GCH1) [F4EDIE T R85,
BRPRENZYVEE. XA TTIV EFTTIVDETERD S,
BEETFEM
GCH1 BTN REEZRHD
5 Bl 2
DAY SR, BN E MR /A —F VIR N—F VSRR RIEMEEMER R, T
8. HIREABRKRMERE . GM2 AT AL RF— R GMI AT YA VRF— R Z—2 - EvIfR. Lyk
FEIZEE. NMEEE, BEREREICESERES A7, WO/ ARISES A7 BL 4B MEE
& (SHEE) BERE/NN—F VYR LEE,



<DYT 5b PRF=7>
1. REEBEEGCFEME
GCH1 SN DEAFTTI R BEEER. FOLUKBILESR (TH) OZEELBALMIILESf -, TH ZEETEEE
KRB (S EEIR) D#)IIE T Segawa syndrome ELFFEN S, Q381K DUNT L205P MDREERLL
TRWENT -, AESAREOCEERESRMNECIRARECTEROBRNEE B EMIRERERTL
D&, FHLRAREDETHEESR L FHERIELGROXN=_T7ZRTEHT. VE L-dopa [TRIET S, ANT
AEEEELROoNS ILRRETEIISITIZVMEEZFWVERER THS, BFRR. B, RE. B
BR T 2. BRER LERAF oculgyric crisis. (FLVNMAFFZR DD, /22 DEMEOM=2 /ILTRLFIVR
ZDHFIZKDEIEILESND, EF. oculogyric crisis [EF/NZVRDEEDFICHRITTHIENEL R
KREDEERLES,
(D EEHX EREREBEER (L HER)
(2) RIEFHRS: H'REA~EEHIRIE
(3) 48 - ¥
2. BRIRGEIR
TRREENZ Y, 1/3 THRNEEIZES, L-dopa RIGHEZC AT,
3. [T REREFR
BRPRENZYUEE XA TTIV EFTTIVDETERD S,
4. BIETFEH
EAT TV RKEER, FOOUKBIEES (TH) . EATTIOREBEROELTHAILTISN(ROEF
7TT7) & R EE S 6-pyruvoyl-tetrahydropterin synthase (6-PTS) . LE 7 7 T1) 1= TTEEE (sepiapterin
reductase) . 4a-HJLE /— )L 7 IRtk FEE 3 (carbinolamine—4a—dehydratase) . PEROTTYD R TTEE
% (dihydropteridine reductase) Bz F DRI EERZFRDH S,



<DYT6 PRF=7>

1.

REEGFEHE
EBEHHNIERBAEDIRE A7 T HREBODA=T7 LR FRHE. BEESERHET S

(1) EfEHR BR2EARMEER (BMER) GEETFE 8ql1. BIGT THAPI EIEZFEWY THAPT,
MIM#602629)

(2) BIEFHT: BEHA~HAT. T 10 mA. ZEICBZ(Q2:1) REFEIT B HEETTO60%

(3) #8fE . INBA

B PR AEIR
TELTREFHICRET DIREOANZT T, LR CRTE (MREE, &, BHE) RESHFHT OTHS.

0%IFEHHEICERET S, ADLEZIAETHDIFEEMD AT ERFRYETH S, RAFRETILRE
HOFFERBT HLEHD,

DYT1 LDERFEBEEEMNORIET HIENLZ NI, REEE. BEREFNZLLTHD,

BT REREMR

FDG-PET THI# B EEFLBERESFHF TRBITTE. HBTHRBET, AEERETRETENRESN
T3,

EEFEH

THAPT B FDIRMERERDH D,

BAIEH

DAIVIUTR BRNEE M. N—F VR N—F VR RIEMEME R, \oFoh
A, SRR MIEBKAE ., GM2 T T VA RF— X GMI BTV A U R—V R =—3 - EvIiR. Lk
FEIREE, NMEBEEES . RBEREREICHESERSES AN =7, DML AT I DYTI ZBET
SHELHD,

-10-



<DYT7 PRP=7>

1. MAEGFEHE
(1) EEHN B EEAREEER (BMER) GEIGTFE 18p. EI&F DYT7)
(2) FEAEF & AR (FY 43 %)

2. BRERAEIR
B AN=7 (SEED. MREE. LX),

3. E=FEh
DYT7 BIEFDIRHMERZRD S,
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<DYT8 CRP=7 . RIFEEIEESEFRMED AXRIT 1 (paroxysmal nonkinesigenic dyskinesia 1: PNKD1) .
RO R =7 BB EEN 7T F— X paroxysmal dystonic choreoathetosis: PDC>
1. RREGTFEME
EEFFHREORMEEOORN=T BT TR, — IO ETRICELCHIENZ LA, EEIDIEE
RBHECERZECIELHD. W ~HERHOREZ 1 BRE~ENAICT1EEELELS, RIERICKE
PEHEZTEELLGO RERMSBICTHREHEERZROLEV, 7ILa—IL- AT/ ERR, 8, &
B RS BEORERLGENFRHRICGY., BERIIEERFTHL,
(1) BiotkX B R BAREMER (BYER) Ein GEGTEE 2935, BinF MR-1. B FEY MR-1,
MIM#118800)
(2) RIEFHS - FLREA~FEH
(3) $HE 8
2. BREREEIR
FLREAICIRF D RIE T, KEGHRMELNILGRENHY . RFHEEMED . HHEIOEDTTREDE. @mFD
BFH LN RENED, BICLENYSHITEENECY . BREFREES-T . BTV TESFLION
INEWRET, CNKYRVWBLDAKRZVWRIETH LM, RETIXRER LEFKELHES, REE. YBHIC
ZLEBEKRIEDAL, 7ILO—)ILOER, O—E— FF-0—JEW. KF. GBED) EFMNESIE
155, 1HIC2ZEQNSGRELNBDRKEZFLGREEEKT EN S, BEIRICK DRI IERHEINT-, FE
AMFPRITITEZELLG, 4TRIZHEEREELZROLH. TADAFEEILL,
3. HEIT~ERERR
Tl
4. BITFZH
MR-1(myofibrillogenesis regulator 1) B FDIRMEEERD S,
5. SEAIHK
DAV R BN ETERE . N —F VR A=Y UEREE . RIRMEE R R, N\ TR
A BRAEMRIBRAE . GM2 AT VFIRF—V R GMT HU T YA VR—V R ==V -EvIiR. Lk
FEMRRE. NMERES . EREERSICHIEBRMEDRNT , REUEDANTEE-THRE,
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<DYT9 CRP=7 . RIEMEER T TF—L X X FRE Choreoathetosis/spasticity. episodic: CSE.

Choreoathetosis. kinesigenic with episodic ataxia and spasticity, Choreoathetosis, paroxysmal, with
episodic ataxia>

1. MAEGFEHE
HEMOTRSANT . ERT7TF—L RAEETHOEREDEICET S,
(1) EEHR LB ARBEEER (BYER) GBI TE 1034, IREERF SLC2A1/GLUTI, EInTFE
¥ GLUT1, MIM #601042)
(2) RIEEH R~ BEHH
(3) $AE . FH
2. ERERAEK
HERFICEROBERES. OB OTROBRREZHS, BRETHIILLH D, FHIEILK 20 nfEiT2/H
~2/EREELS, RBHITEESREEZEHT 5. ZAIMEERTEEHT 5. TADARE. FEE
&, BB, KRIEREHRALEETRD 5, 88, 7)La—/)UER, Bk B . BRTENFEEFTH
%,
3. BRI NEREFMR
b b (S 2 RRARRIE DR E SN TULND, BIFIR AR TIN5,
AMER (CT. MRD [THFRE I NEZLIEALY,
4. EiTFEZM
SLCA1/GLUTT &z FDIRMUERZRDHD,
5. #RIZH
DAIVIUTE BRMEE M. N—F VR N—F VR RIEEEMESRE. N\ TF U
& IR ERRMIRIE. GM2 HV U A R—S R GMI AU AV R—V R —=—3 o -Evd9E. Lyk
FEIREE, NMEREE . MEAEREICHEIERE AN =7, RIEMS RN =TEE-TEE,
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<DYT10 SRF=7, RERFEEBFEREC AT RTT 1 (Episodic kinesigenic dyskinesia type1:EKD1) >
1. RREGTFEME
BHCHEEE CHF>TRMEMUDIORN=TEAL., B5fElT 5, 10~30 HTEREZHALGUVRELZ1BIZH
TE~HBIZ1ERYRYT, PHLGVEEES THERESNOI L KICEBLERICGS, BRATIHESR
FRlb - IR D EAETERAELGLIEL S,
(1) B BEREARITER (BITER) GERFE 16011, WEEEF PRRT2.BEFEY
PRRT2: proline—rich transmembrane protein 2, MIM #128200)
(2) RAEF& /NRE~F FH
(3)HBE: 115 BN, RS RAF=T O R TRLBEENEL,
2. BRERFEIR
FREMEFHFR ML AT T — X (Paroxysmal kinesigenic choreoathetosis: PKC) [£#Y) R LFEEZ 5%
FEDTHEEEE THD. FLURENVKONDEBIFTHEEND, REFELEBFTRESRFRDT
(Episodic kinesigenic dyskinesia:EKD) . BRI FL R &% (benign familial infantile convulsion : BFIC) .
ZLIR g - REMaL A 7T h—3 X (infantile convulsion and paroxysmal choreoathetosis:ICCA) T.
EKD1, BFIC2, ICCA [ L BIEFIEETHAH, ChoDHRBE DYTI0 HEREDEENRONESELH
B,
SRGHEEESHDOMIBOBOAELLIRHEEEB THMAEL 10 WEBELEVD, 5EET 5, EHESIC
KO THERAAIRET., BREMEE (TR0, TRRICIAEY EITUARR . ERRICR S HBEIL—AIO L TRRICE
CATENZND, BRAIOZELAEBPOERZEL CELH D BERITEEOERHETEEDLULD, B
RHEDRIELH D FEMBAICERBELTHEFHEREZROLEL, REQFEEASIYHKET,
MEEIXEE. RIEMESHICITEHREMBRICEETHS, DHRETIEIFRTERDEBENZLY,
3. BWEINEREFR
(275, BNER (CT. MRD PR E ZOHO TEENGLD . FNIT/NROBEEDEENHESN TS,
4. BIFZH
PRRTZEGBFITRMEREZRDH D,
5. SEAIHK
DAV R BN ETERE . N —F VR A=Y UEREE . RIRMEE R R, TR
A BRAEMRIBRAE . GM2 AT VFIR—V R GMT HU T YA VR—V R ==V -EvIiR. Lk
FEMRRE . NMERES . EREERSICHIERMDRNT , REUDRANTEE-THRE,
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<DYTH RF=7.SA/A—XR O XN=TFEIEEE (Myoclonus dystonia syndrome:MDS) >

1. WERECFEME
SAIVO—RXRREDRAN=TEERET S, BIETIEIARBHIAIO—XRELGD,, SAIVO—XRIEEE., £

BRIZEWN CAR=TFIE BESRAN =7 EHORN=T7 . EELETHS, TILO—ILTHET B, FEH
FERZESZEMNZL, TILA—IILRIEESAIVA—X R (EIREETRET S, 4 T0O0-H)Lad AL D
ZTEIML. ZERR T ZHRT, REXOPRETH D,
(1) BEHRR EREAREEEE (BMER) GEZFE 7921, B{nF SGCE.E=zFEHY SGCE. MM
#159900) FELFE., X — B F COEEGFDIGETHREMENEL Y, maternal imprinting L& 5, K
3£ SGCE MHHHIFT S
(2) RIEFH /DNRA~FEY (BIMICIE 20 RETITHKET S, )
(3) #EE:FH

2. ERERAEIK
ERRREER [ESAIVO—XRECANZTHEEERTH D, BETEAREBEIAI/O—XREGD, 3H 70—
XAMNEIER CEMELIRE T 5. LIREARBRHITZ KFFTILI—ILTHET D, FLERICECEET
BT 5, PRAM_TFIXEE. BEICLEFYBERO A7 FEHNE) . LERSAN=7 (BE) 115, &&
[CORRZTEM, —BUDAZTELDIELH D FEHEE L F (REMEE (OCD) . /NZu I RAER
E)TIIA—IREFELLEDRFRLH D, TADALIKKREER (FBEM. EREN) OHELHY. TADAIK
DYT1 2BTE T HIBMIC (TGN eSn T,

3. BRI REREMR
AL,

4. BT
SGCEBIZFDRHERERD D,

5. #AIEH
DAIVITR, BRI EMSE. /A —F VR N—F OV ERRE . KRR SRR, N TFUR
& . RAERFRMIKE , GM2 Ho T VA VRE—S X GMI AU A VR—V R Z—< - EvdiR. Lybk
FEIERE, MEREE ., MBRERSICHEIERE AN =7, thOELRES AT,
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<DYT12 PRF=7 . R¥ERECAP=7-/3—F>") =X L (rapid onset dystonia—parkinsonism:RDP) ./ /MR
A2 H M K BREL (alternating hemiplegia of childhood: AHC) .~ /IMiix £k BRI E 2 R R S O 5 2k M1 /R 1R iR EHg =X

BEAZEEYHETER (cerebellar ataxia. areflexia. pes cavus. optic. atrophy. and sensorineural hearing
loss: CAPOS) >

1. WEEGTFLHE
Z%). RDP QA DBENoN T A, TREDIHENH LN HEREIN T, SR FEREKRLA—/1\—F
wILTWBIELH S,
[(ROP]EMICRIET DVRN=TEN—F Y X LETRT , 2~30 o1 A TEKRIEERLUERIFEA
EHETLEW, DA TIXEEEm ORISR, NN—F VX LITES, REREEEETRT . RHERKE
FESTEMZLY,
[AHC)IHMEMER B R HFEF (IR ED I RARELFEET 5, [FEALEDIGEE. DAN=ZTDE
8 EBRT7TTM X BERKER . REET. £ETHORMEETEZHES RRAITEIED AHC 52D
5F1H5, MNRIEMHFERED—DOTHD,
[CAPOS]HEtE RIETEIZ CAPOS AFEELLLIZRLND,
(1) BEHR - EREABMEE(BIER) GEETFE 19913, 8I5F ATPIAS, BIEFEY ATPIAS:

Na+/K+ transporting ATPase alpha—3chain, JE{5FEE :19q13, MIM #128235) 5222 B THD

(2) fEStn: (ROP1IEFH~ AR (F15 22 %) . [AHCIZLIRE~ %1 R H# (18 A LAHT) [CAPOS]ZL
IRE I~ /MR HA
(3) #HE:TH

2. BRERAEIR
(ROP]IEMGRIERICIEFEBMDBENC AN =TERSIELH D, RIEFTEICRH T, 2~37mM5 30 H
TERL. ARG HDAWNEDIEBMERAN ADRICEISZIENZ L, ZLUTETLERIELLELAY, 2[E
BDEELZRERT A ELH D5, BHEKTFHMU TRERESTL/NFIZGRY, BTEEEEI. DA TIE
LEMPAHEICHALN, ANEEDSZEIFEEEICZ . ROVTLER. FTROIEELES, /8A—F V=X Ll
BYLRPRFEEF T, IREBIIBEINTOELD, il —F OV REICIERELEL, FFAEKRELTIE
SDKEE. MERAENER. BEOBEBREET. H2BWE. TAMARKELH S,
[AHC)IRMEMEREM D FFRERIET IR M. . DAN=TRBEZEL, ) RET L, UBRFRERIED
HEELHL FREAIF—EETRAEE(BICE > THRIEOHRT LA ELD) THDH. REDREEITHKRAL
TREXREYS X IHEFFETHLIN . HAFRTIEFMLRONS, DANZT7EAPIL AT TR
A, REGEFERE (RIK. JEXIMMERERAG. MRGLE)  BEMEER (T, RELEXXIEED. FRF
REVERDD, RERE. EITHORMEREMEET HIEN S, EBRTERITELRT S, TANA
REEHIEFLMESN TS, RRHNITEED AHC 2D EFLH D,
[CAPOS] AL HIT/NNMEEB L. REHET. ME. REFENE. BIURTHEE (CAPOS) BN EH it
[CHECS, HEFTHBFHL, BBEEBITERITERHERT 5, RIEEMKIIFREEEHITHD T HIER
DHHD, IR FHEERE FKGEH TETHET. STEE. EBRASIVURNES . #EE. FEHERS
BET%EEY . BmTR#ELZEOOND, FREAFEERET RN D,

3. HRINERERR
BIZHEL,

4. BI-F2MH
ATPIASEIEFDRHIERER DS,

5. BRI
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DAIIUTR, BRNEE M. N\—F VR N—F VR RIEMESE S RE, N\ Foh
& . REMRMERAE ., GM2 A VAVR—S R GMI AT YA VR—V R ——3 - EvIiR. Lk
FEIRRE. NMERES . BEREERGICEIEREDRN T,

[RDP] th DML R=T , REREDRL=T - IN—FY=X L,

[AHC)ICAPOS]H ¥+ 454K, SOV R 7% (MELAS, PDHC BEIELLE) . TAMA (MY (Todd) FRE) .
FREERER. VILO—X MU RAR—E—1 BEE. FEEK L-73/BIRRBERRISE. TOMD
FERMERBMEEE (REVAFURE. NLNFYTRRE)
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<DYT13 LR =7>
1. MAEGFEHE
(1) EEHFR - BEEEBARENER (BMER) GE{GTEE 1036.13-36.32, :E{&F DYT13)
(2) FiE F 5 A AR (F19 16 /%)
2. ERERAEK
BEER. TAER. LER DD EIMEIS RN =T EEDH D,
3. BT
DYTI3 DIRHIERERDH D,
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<DYT15 SRF=7>
1. MAEGFEHE
(1) EEHFR - BLEARENEER (BMER) GEIGTEE 18p11  &EIZF DYT15)
(2) RIEEM /NRH~FEHY
2. BREREEK
DRR=ZTESAIO—XREEDH D,
3. Ei=TEh
DYTI5 DR ERZRH D,
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<DYT16 VRb=7>

1.

RREEEFEHE

TRECARN=—TFETFTBRRBTREL. PCAN=THL2EITHKRT 5. BEON—F VX LEHES,

(1) B BE2BREBEMER (S MHER) GELTEE 2031.2, REEIRT PRARA. B FEY
PRKRA. MIM #612067)

(2) RAEFH /DRI~ BEH2 REHRZ)

(3) #EE:FHA

B PRAE 4K

EEREDCALZT IS—FUYZXLT, FEPAM=TFICKBSTEZTETHRETHREL. B TR,

SEREEE, GEREG. ERCAN T . 2B ATALLKRT %, 4B REERT ELHD.

HEEEFEEHTHIELH D,

BT REREMR

2L,

Ein T2

PRKRA DIRMIZEEZZRH 5,

BRI

DAIVIUTE, BREMNEE M. N—F VR N—F OV EIRRE . RIEME SRR, N\ F U

& IR ERRMIRE. GM2 HU P UASR—S R GMI AU AV R—V R —=—3 o -EvdiE. Lybk

FEIREE . NMERESE . EAERSICHEIERE AL =7 , DML HECRAL=7,
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<DYT17 PRb=7>
1. MAEGFEHE
(1) EEHXBEEREARBMER (LMHER) GEETFEE 20p11.22-913.12, BT DYT17)
(2) RIEFH: BEH
2. BREREEK
BEERIRER VO EIE. £ FMHITERT S,
3. Ei=TEh
DYTI7 DIRAERZRH D,
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<DYT18 CARAF=7 . RIEMFIEFRMED XFT R T (paroxysmal exertion (exercise) induced dyskinesia:
PED) >
1. WEEGTFLHE
EERE. BRMNER (HTERE) ORTIMEESNELS, PAM=T ALA 7T R )X LA
BENHB, 57M5 30 TDFEREZ1BIZ1EI~1AIZTERRYRT
(1) EEHREEBAREMER (BMER) GEGTFEE 1p35-p31.3, IBIGF SLC2AI BIGTFEY
GLUT1: glucose transporter—1, MIM#612126)
(2) FRIEFE:/NRE
(3) #HE - THA
B PRAE AR
FRERELTTESHFEDEFH,. ROVEF. ZB. AN RGEDRH S, GLUTI RZ AR (T LER
FHRETPED LUK SLC2AT DATOEENHY | FLRRBEDEERELIFMEBRETEFTERTE
ERTHD, BEITHERINDIORXROT T DRXROTRIEDRILEN PKD &£ PNKD D HEITHS
ZEhEMEaInTz, LIELIETANAEEHT S,
3. FHELITREREFMER
BMEEMEEICEAHD,
4. BT
SLC2A1/GLUTT DR ERFZED D,
5. HRIZH
DAIVIUTR, BRRNREMSSE. N—F VR, N—F VR RIEMEEME R, \oFU
& . AR MIRE. GM2 HU T AV R— R GMT HUF U R—V R Z—< - Ev99R. Lk
FEIREE. NMEES . MBERERSICEIEREC AN =7 DML RNZT,

A
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<DYT19 LR =7 >
1. MAEGFEHE
(1) EEHX:BEEABEMEEER (BMER) GEEFE 16p13-922.1 EIRF £AD2)
(2) RAESH#T:/MRE
2. BREREEK
EHFREREETOANTHERESEREDD,
3. Ei=TEh
EKD2 DIRERZRDH D,
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<DYT20 SR+=7>
1. MAEGFEHE
(1) EEHX:EEEAREMEE (BMER) GEIETFE 16p13-922.1, EIEF PNKD2)
(2) REEH NRE~FEH
2. BREREEK
EEFFRMUREECACNTEFRIZEDS,
3. Ei=TEh
PNKD2 DIRMIZERZRH 5,
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<DYT24 SRb=7>

1.

RREEEFEHE
B A7 THEE, MREE. LIRSS AT H RIS, BEHCRA=TNEL,
(1) &N BLBABEMER (BMHER) GEIETFE, 11p14, REEERF ANOS. ;E1&FEY ANO3,
MIM , #615034)
(2) FEHE G A H
() HAE :
B PRAE K
BESEIMORA=T7 T RABICRET 5. BEBETLVNA . FEOEZR ., ELRFORE. BBE. LBICHIRE
Rohdlenhd, LBICIISAN=T7EHANROND,
BT REREMR
2L,
BiE T
ANOZ B FDRHIEEEZED D,
BRIH
DALY SE BREMNEMSE. /S —F VTR N—F VIR R RIEMEEER R, N\ FUb
& . RA R MIRE , GM2 HU T VA VR—S X GMI AV YA VR—V R Z—3 - EvdiR. Lybk
FEIREE. NMERES . IRAHERSICHEIEREDRN =7, DML AR=7,
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<DYT25 VRb=7>

1.

REEGFEBE

RARECHEERREDC A7 T, BEC AN =T7Z2RHS., 1.3 DEFTEEILT D,

(1) B ELEAREER (BMHER) GEEFE 18p11, fBEEETF GNAL. E=FEY GNAL,
MIM #615073)

(2) RAESEH /NEEI~BA

(3) $ARE: B

B PR AE 4K

[REMEHOEHMORAN=—TTHIMN. BIZEEZRDD, PAM=TIIMO LKL, BB RAM=7 ., #&

EEENROND . H3HD1AEHIETS,

BT REREFMR

2L,

EinF2H

GNAL BIEFDRMERZRD D,

w2

DAV TR BRNNEMSE., N—F VR N—F VYRR RIEMEESE R, \oF

& HIRERRMIRE. GM2 HU T UASR—S R GMI AV YAV R—V R ——3 o -EvdiR. Lybk

fEIREE. NMEBERES. RAREREICHESEREDRN =7, DML RA=7,
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<DYT26 VRb=7>

1.

RREEEFEHE

RIS AIO—XR-DR=_TEELD

(1) EEHR  ELEAENER (BHER) GEIETE 22912, REEGF ACTD17, B TFEY

KCTD17. MIM #616398)

(2) RAEFHS: /NREA

(3) HEE

B& PRAE K
FRICZTAIA—XR-DRA=TEEL D, EIK (XEETAERFEEL . BFICIARR, FEUICIERT 5. BIEHEREE
E ERIAIVO—XX BERETVIA. RBEOEENE KABETRICIERT52E0H 5, FAHERE
LTAR. HEBMIE. DR EEDH D, 7ILaA—ILICKDIER DR E (TALY,

BT REREMR

¥IZHL,

BT

KCTD17 BIFDHRNEEEZDH S,
ERIZH

DIV IR, BRNINEMSEE ., N—F VIR N—F VU EIRRE . RIEEMEEE SRR, N\TF b
5. R AEBRKRMEKE. GM2 HU T A R—2 X . GMT A5 ) AU R— R —Z—T 2 -EvdiR. Lyk
FEIXEE, INMEEE, RBHEREICHESERESA 7 OMAIEDRA=7,
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<DYT27 SR=7>

1.

RREEEFEHE

20 AL ETICER. BRIEK. EE. FORAME~SEEC A7 THRIET S,

(1) EEHR  ELEARBMER (SHER) GEEFEE 2937, REERTF COL6AS. EinTFEY. MIM
#616411)

(2) RIEFHE /NRE~BRAH

(3) $EE . 78

B PRAE 4K

BESEED BT~ D EIE RR=7 , Bethlem FHEZA T 1. Urllrich £ RSO T—fELE—EIT

FEETRET DN, FHERFLD, ZEBREZROLE0H5,

BT REREMR

HZhL,

BE T

COLGAS B FDRHMERZREDD,

A

DALY SR BN EMSE. /S —F VR N—F VSRR RIEMEEER R, N\ FUb

A, ERABRIRMIEBKAE . GM2 T T VA F— X GMI BTV AVR—V R =—3 - EvIiR. Lk

AEIRRE. NMEREE . MBERERSICHEIERE AN =7, thOMIL S RA=7,
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<DYT28 SRF=7>
1. MAEGFEHE
TROA=7THRiEL. L. BFE. O BERICILKRT 5, @R T, /NEE. BFREHENLGETRSES
RERd . FUTHREEDHREETERDD,
(1) Bk EREAETER (BMER) GBI FE 19913, BMEAEGF AMT2B. B FEY
KMT2B. MIM 1#617284)
(2) RIS HRE
(3) $EFE B, AL E CLEBREEN T
2. ERERAEK
DAPZT7TRRRICIEY  BITEREBERT, D%, LIk, &, OREEBEEICIEKT 5. EEEIEKRALAT
BHEBEFERLLGDHILLHD, ZLDOEBFHBROZ(HFE)EHSMEVEREZTT . EBETIEC XL
ZTRBLEDAN=THIREAEIY . EFHEELLS, NESJUVEBRE. RO =7  BEEE.
MEIE - T OREEZRDHD, —EBOBEFTIR. EERKEESE T, WF R TEEORHEDREERF
ZRODH BEQ/NEE. BEREHEITELH DL,
3. BRI NEREFMR
2L, INER TRERITREEZRNHDEZELH D,
4. BIFEZH
KMT2B &I FDRUERZZRD D,

5. $RI2ZH
DAV IR BN EMSE., /N—F VR IN—F YRR RIEMEESE S FE. N\ TF Uy

5. R AEBRARMEKE. GM2 HU T A R— X GMT AU ) AU R— R —Z—T 2 -EvdiR. Lyk
FEIXEE, INMEEE, RBHEREICHESERESA 7 OMAIED R =7,
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<DYT29 £ AF=7 . mitochondriial enoyl CoA reductase protein—associated neurodegeneration: MEPAN ¥ fi&
B>
1. WEEGTFLHE
NBREARED DA 7 CTRAZEMEC AT HRBAEPDELE-RRERZDEREHD,
(1) BEHX ERXBABILEE (SMHER) GEIEFE 1035.3, IBEEIRF MECR., BinFEY) MECR,
MIM #617282)
(2) FAEFE: 4 /NREI(~105)
(3) 48 B
2. BREREEIR
6 MCOWFETICEEARDALST . BRI RS TTEZHD TIREHE, SAIVO0—XR | FHEES, XX
T RBERE . WMTEEERET 5. Z<EHTRHT. BRADLELLS, REAEBERHKE. DA=T70
HIRER. DLERELRNICRET b, —HCRIRZECERGRKESZTT, FMEEER=-N D,
3. HELI~EREFR
i MRI, T2 s& R E{E TRINEERZ CGREBRE KR ITEESE2RD S,
MR ARSFORIE—TEBE—INRONT-LOHBELH D,
HHENMRCIEAHEDEMLDETOHELHS,
4. EInF2MH
MECRBIGFDRHERZRD S,
5. SEAIZH
DAV UTE BRNRESE, A—F VR N—F DY UERR . RIRSEEESRE. N\oTF U
A BBAMKFMIRE . GM2 AT VAIR—D R GMI BT VAV R—2 R Z—22-EvIR. Lyk
FEIREE. RMEREE . MIEARREICHEIERMEDOALZT , DML E D RAZT ,
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<DYT30 YR+b=7>

1. WEBEEGFLHE
COREEE. SED. BRAREE . X ERODA=7 TREL. BRICEFUED AT ISET T 5. — 8 DIE

fFITlE. BEOMMUESPRAERGE OHREMETLRESLTLS,
(1) EEHER  EEEAETEE (BMER) GBETFE 20013, FEEEF VPSI6. BinFED
VPS16, MIM #619291)
(2) RAEFH: BEHIZZL, TH 12K,
(3) $HE TEA

2. BRERAEIR
A, 8. k&P, THER, ERRDORAN=TTRIEL. BRICEHILT D, HTRAZ—MTIIEE NS, BE

~ P FEORMEREES CRAERZRDHD REMICRNTODIEN S, SAERRAREEDN
HHEN. KRN, RERATOERD/NN)I—23avhiH b,

3. BRI "ESREFR
BRER MRI, T2 ER TH MR EBRD R Bl /NN EIRZICE RO RZR0H . kDR E

WNRBEINS, BEOAXKNERNRONDLEHD,
4. EBinFEZH
VPS16 BIFDRHWEREZZH S,

5. $RI2ZH
DALY IR, BN ESE., N—F YR IN—F YRR, RIS ESE S FRE. N\ TF Uy

R BREBAMEREE . GM2 HU G YA R—S R GMIE AV T YAV R— R =—T - EvdiE. Lyk
FEIXEE, INMEEE, RBHEREICHESERESAMN 7 OMAIED R =7,
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<EEERE>
Barthel Index 85 ML TZXHRET B,

BRNE =3
BiL. BEEGEDEER . ZEMNBRRNICEREZDS 10
1 BE EBANE BIAIX. BHTET>THIALTESD) 5
2B 0
AT A HiL. JL—F . YL ALDERELED (HTHIBVED) 15
5 Ry~ %E@%ﬁﬁ%i@%ﬁé??é 10
DIEH EEDZLIEARETHHMIRIZEANE 5
ENBIIEA T8 0
3 mm B (M., B2, lmES. OFHY) 5
= O NBI IR AT 42 0
BiL(KIRDBIE. RIAKRESD . R—2T L EHRLGEEZFERALTVSIEEIE 0

4 AL ZTOHEFELED)
BB, AEZ 2D, KR, RIAKRICHBIZET D 5
2N IEAmTEE 0]
o BHiL 5
5 A e e 0
45m LI E D BT, HEE (BEHEF. STHRIEBROOFEROEETMHT 15
6 575 45m LA E DN BNBIT. SITROERZST 10
- HITTFREDIZE . BB FIZT 45m LLEDIRIERTEE 5
LEe st 0
Hi. FIYGEDFEROBFETRE L 10
7 BERE | NMXIIEREETS 5
THE 0]
BiL. . 97 AF—  EEOEREST 10
8 ®EBZ B, ZEMGRERNAN. F2LUEIXBESTITAS 5
i st 0
HHET KEZELL. =B, &ﬁ@ﬂﬁ&b\%ﬂﬁ& 10
S d_. EEICRERY., . LEOTRIRWVICNHBZET HELST 5
LEELst 0
BRI KELGL, IWRFFOEIRLEATEE 10
LU EEICRERHY ., IWRBOBIFWICNEIZETIELST 5
i st 0

ST B OV YOI SR B BT
1.

- RRRBARERIC R T D BIEE S BUS OV TR, EYIREFEIERO T TREMTOAL TH 2 RETSH

ek JEROBREN ERROBEIEE DHE T EULIZEY LRWE TH L0, SRR 2 ki S

WA WO D EERIEIR . AT EICR LT,
NOHIO L DOZHANWTHZE LT 2R (7272 L,

FRATRER & DIZIR D, ) o

2T, HIL6 AR TR b EVIREEZ ER 5 2 & &35,

DT MBS DIZHONTIL, EEEROEG L T 5,
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121 BXAIEKILE R A

1. 8E

AR E IR MAE (L. OMIM 0 NBIA: Neurodegeneration with brain iron accumulation /1) —X &
ENTHORBLETDMD 4 REDRFATIEEE 10 RBORIT, RRMHERICEKAILAEL. itkae
BEELZETIREHRTHD, KOEBFBLICEYETERICEREH LN —MEITEITHEOIFMH - HEE
REEEEFHEE . CAN=TEHRIDLETEFEETERZFRIERET HLDA S RIEF T ZL(E
INREATH LD MAREDHRELH D,

—HRIZ. PRIETRTHY . REFESGGHERZEICE TS, — 8 OKEE CIHKEBRIBEELGS
N EROBRMNHESN TS,

2. RA
AL EMBREMECEETOREEGFIARESN TS, ZLIEEEBERBHER (HHER)
BRATNREARKETHHD, I FUEFELBRBESER (BHER BRXTRABFEE. A
HIZE1+5/NBEARIE DR EEZ S E A (SENDA) 1 LLIE B —TORS BIHBAV /TR
SHIEZMEIE (BPAN) :NBIAS [ X EHMEEMER (BMER) %X T20—-30mRICKET 5 NS
W REEEGEFARESN., EEFEDIEMEA>TOTELT LEFREDIT R TOREELALENIE
LEVNEHD NASEEHEESENEEBERTIOOICHSISHBEMHELESBIN TS (FI:

pantothenate kinase—associated neurodegeneration) .

3. fiEdR

A 8L IE R M E DERFRE IR (B MR EL TREMES R FER. BR1T. RAEE . BEERE
LTRESITREEGEDHEEMES . CAMTEHRLLETH5THEESDHRBTEFRKIEIRET 5. FiE
FEHFI 2N REATH LD RAREDHFELH D, MBEICIVIFHHGEREL T, SLRHE#HEY
AbOT4—EGHLLIE PLA2G6 ZEIZHSHHFEEMEAE (PLAN) . NBIA2a, 2b) TIZ/MBEEN KR . 4
Iz FUE (NBIAJ) CIXBHEB L ELN H S, BIEMD AT LRARKRIZ. A—EEFERICKIHIRE
THoTH. RRME . RRNTHRENRLGHIZENHY . BEIRETHS REMRELTIE, INREE
EHBRERET X TORET. MR TEERADHKLEGRZRDD, TOMBEEFRR T, B0 7
S5 A XV M JE (aceruloplasminemia) TlXEIILOTSRIVRE . ERFELEEZ . R I FUE
(neuroferritinopathy) TIE7x!) FAEEEZEZEOH S, MAEKEEHEZ 4 NBIA [CETH5EEDRTH
BOBHEBERAT R OFMIC OV TIER R THET S,

NNISE;- 973

HRABRERTHEILSN TR RYEREAELLTIE, BWAE B Fl iTADAZE, L-dopa BEIZ
E)VORVYXRERDBEEFEE . EALLINF M7 (RIEAIXETKERE M . REEEMN ., i RERRHERE)
Hb.
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IR LS IR EMSE B RETHEDOREEZRL. TRTIRTHS. RIKOETOREIINALE
DEE.NABHRIZE->THATHY . REIWLZEBRDN ANBLETH D,

O EHOHEIILELEE
1. BEH
#9100 A
2. RROWE
REZLEESIVOAREEZNDHEDALBENKBERTHA-O. ERRABES O fREMBALIHIC,
RREEFOMENSHEESINIREREIHIGT HABREDHENEBLDODOH D,
3. MBEMIEERAE
REESL (RHEBEIETFET DD, RABEEIERMEL, )
4. REDOEE
B (FERHHGEL . ETHEORBET-ED, )
HY (ATUER D EZE)
6. EEENLE
Barthel Index ZFL\T, 85 MU TERRET S,

O tEsiREtT
T M REERICH T HEBIERAEMEIL
MRARE EIRREREBLNIEREE 2— $BE-
[Pantothenate kinase—associated neurodegeneration (PKAN) D2 M B4 E/ER EEREREICRET AHFZEIE ]
MREAKRE ELRREERERFR #EREE BER RBII—F
Mo FURE D MEEDBELREICRET HAKIL
HERERE BEERKZERERtLVY— HERNR-KEPRRT iz SEEH
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<BHE#E>
WIh O DHRE TERIRFTR | B FZ WK Y Definite (FEEZE) LSt DERRET B,
IR EE A R R ME R EICKVERERNELS-O, LB T HFREFHRE DB IELEC DT
TICHIZEEHT B,
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AL E AR E BT DFBEEUTISRY

1. ZEROATI)—
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Probable: WFNMDREICEHT 52. BRREKRFEE3. HFRITREREMRICHDITINETE1DOUL
RO M OEANZEERN T INEEFEEDREEDLD

2. BRI (NAEKLIEREEHEDE TORBITEVTEATREEE,)

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

2)BIEHRENERE  #REOA4RY)RIRFIE (Neuronal ceroid lipofuscinosis) . /AN FURUTR.
FHHE A FRIR M BKIE

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

(4)/NREAFRE DEGM /DN ES)KEE (SCA1,2,3.17 3&) R F % - R B BRIV A KEHEE
(DRPLA) . RIEME L4 #9E 30 B, BIa R =2 —0/\F—IC & (HSNIC)

(5) EGMH/ \—F Y =X L :PARKS, 6, 15 70&

(6) BIGPRMNTICET HFER

(7) I EEE

(B)MBEHRELGEICLDIEREDRN =T

(9) Ly MEIEEE
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2. L&KM NBIA DE{E (Hyflick [2k5) T2 5250

A: NBIA1(PKAN) : KZEDIEFIT T2 Ef& L. LMD S eye of the tiger sign FiRT (KHN) . REERFRIZH R
IRig . FBAMERIUSETRT , 8L E I LREBR> > BB THLND, DRICITERERRTAEL,

B: NBIA2(PLAN) : 1 THAICR BBk = REICRBLI- LB ZRD 5. MEEBHMRHLN LD KINEHETHE
THD, AHRERIEEINLIILLH D,

C: NBIA4(MPAN) iR B Ik = READEKILE . R EBRRNAIFERDEIKRER (KD,

D: NBIA5(BPAN) :T2TRE - KINHISES L7155, REK << EBEEADKILE . BEMNLKMAIE halo K&
%,
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EREDBEEICOVTUTITRY,
<IN UBXFT—EEEAES MR LT 4SE Pantothenate kinase—associated neurodegeneration: PKAN.
% NBIA 1>
1. WEEGFEHE
INU TR —+ 2pantothenate kinase2: PANK2 BIGFERICEBEE T, PRAM=T7EEEIRET S,
RSB HBEEMEDKREETHD, 2R BEIHMETI15 FEE, JFREIT 16~40 FL&Sh b,
PANK2 [& Coenzyme A £ &SRB ERE DR RRBEIH-5BRTH5.
(1) BEEHX:BERBABMEER (SMEER) GEEFE 22913, EI5F PKAN2, BEIEFEY PKAN
(Pantothenate kinase 2) . MIM ID #234200, *606157),
(2) S Fthn - B8R U NRE R (BAX6RELT)  FEAE /PNREI~FEH (ZIF 10 U L)
(3) $8E : 1~3/1,000,000
2. BRARIER
(1) d g2 &
75% DIEFIEHHE LSh D, HTRE . REBEE . HRES TREL. #ANRER, REESH
mhnd, @HENBERDSFIOAZT T, HEAIOCEBETNENITH SAFZT OHRER
[FTFERTHAHA, i salE, MRICRoN S, OMCRAZ7ICKYKREERT E1H D, HIRIRIE
REBEROND, RERHICREEREMLE. HEREREN 2/3 DEFITEHT D, ERITET
HETRIEMND 10~15 EFTHITFREELDHEN S, TADAREIFTENTH D,
(2) JFgLEY:
25%% H O HFAB DS TIE, REFEEZOHRAERABILL., LFYUBRRICETI 6, RERELL
TIF 0% DEF TREEENMETREENZV. TORDAN T AN, HRBLYLEREITESE
T, 156~40 FRETHITFEELLEIENZ W, I<KAHABDHELF L # 1/3 DEFI THMEIK (&
BMEE. RAMEENSL) S ATEREERRIENRoNS EHICL>TILEREIRABHLH
T BN THR T 5568155, HIREREMEFXRESHLEN ., REFHASESHITD
NN—F Y ZXLNBIDMERERY  BEEEN—F OV URELTEBREINTWSESEA LN
Do
(3) EDfth:
FRKBRRETEIENS 10 BALETICHRAE T A ETHAENE, 10 FAITRELETHES 20 HA
[SHITRREELDBIEEN B D . £ D1t Tourette FEIREE . MR T X ROT  EB—21—0O KB
DREF2TDHEN . BEERED/S—F VX LERTERMLEENRESN TS,
HARP fiE{% 2 (hypoprebetalipoproteinemia. acanthocytosis. retinitis pigmentosa. pallidal
degeneration, OMIM 607236) LiEIZFEREH PANK2 TR SN T-ZEAS PKAN ITBESNT=,
3. Bty ~"EREMR
(1) B MRI [Ei{&: eye—of-the tiger sign £ %, "I 1.5 TRAZLLED MRI O T2 S&RER T, 8L VE
EEZ R RERKNORAIERICEEEZROLSLEET . REEOBVAETEY . MRIFTR A
i> PKAN D 2R IZE BB N DIEIENAY, BB HEH. [ZESILHEEICBE T HLELN DS, BIRT
eye—of-the tiger sign [CEBLLDEIRZE 2T HHFEBLLTIXE KT S NBIA3, NBIA4, CO HEZFM IR
HFINTLS,
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(2) EIEER  HEEE/ N \2—2ERT,
(3) —MEREMR 8% DEFI THMAMEKIELRT

4. BInTFEE
Pantothenate kinase 2 iB{5F PANKZ2 DIRHAIZERZZEDH D,

5. SAlRRE
DALY NE . AV RIE . A fucosidosis. Glutaric aciduria 1, J—XfE. O RYRIRXFUE
(Neuronal ceroid lipofuscinosis) . /\>F U b fE . B EMRIRMERGE . 8 —hexosaminidase A RIEJE.
GM1-galactosidase RABE. =—< 2 -Evdm, /NEEARE DB RIE/NNIEEEI KR, R F%-RE
BRIL A AZHEAE (DRPLA) . RIEMERZ Xt 30 B BIEMRE =2 —0/\F—1IC B (HSNI C). &
EHN—F VXL BEECANZTICET HEEN. NOERE. URERELREICIIERMED
ALZT . LYNERE.
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< 3LIR t4#2Eh % 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
BEEEEF R D KT TlE NBIA/DYT/PARK-PLA2G6>
1. RRABEGTFEME
FEE A ERRBAROMNASKLEHELMET, REFMICPEMEREREHMER(CRTzO/4F
Ao ETEIERETRITETRT . £RTZEA T EE, EHI B DG EIEBIXBARETITAL
HY NBIA2A CFEH 9.4 4, NBIA2B THJ 20 &3 b,

(1) EEHRX: BLEERBEEE (SIHER) GBI FE 22q913.1, [RELIEIEF PLA2G6(phospholipase
A2, group VI) HV INAD @ 79% DIERI TRIE STz, SRV RAEENKF ZEHHSH, MIM ID
#256600, #610217. #603604)

(2) et A FLRA~ PRI (FH1mm)  FFEE NEHA (19 44 ®iR)

(3)4EE : 1/1,000,000

2. BRERIEIR

EATEDRBAER  ERR, RBB RS TE., BERHREZTRY .

(1) HEE:NBIA2A
FBHESRITEABROEER. FHBRRATTE, ETHEONRKRELERENANSIEDMITTR
T o ZLOEFITIIREBITEMEMERMELLEDH. 1/3 DEFITIEIRGEKEDHRNDEETH S,
2HITORZT | &G KK DERERD D, RIEZRSESLWVETHITAIRETHAHAZEN S
W MFHTRIAEDHDINIMDERICLHHITETERL . RAREIRK (REEERE. M5, R
RGE)ZFEDD. 1/3 DEGITETANAREZRD D, FHRTERIL 94 EThHS,

(2) JE 5231 :NBIA2B
FRAERITE AT LYBOASLL 10 BETIZRE, TEREIFLREST. KFAMSITEETHD,
BRERELEN aSHNLTERBREXTERL, BAEERE., BRIk, EERELXHHRELERTH
Bh . KRB DEFIRITR SN,

(8)Karak SE{ZEE

RIGELTRIARAE/NMNKER. DAMZ7, f&HE. ZEEIETHAHY . MRl T/MRER, REXKERE
< %UC?E’EH D DIENEREEL THRESNT-D PLA2G6 BInFEE (EEANTOEEK) ARESN.
T EHREEEED—D LS TS,

3. WELITREREFR

(D ESAEEZHRE BRAEMR. MREEEEETE 1/3 (125865, RRRETEKZRD

(2)MRI EHRARE : 95% DI T/MKZEHE . 50% DIEFI TR ER, BEICHDILEBEEZRDH S, /J\Hud)'?')
A= RTHIGLT T2 SERAER T/ MEDEEBEEZRDH D, T WP KN ETEEZROLE
EAELY, JF#E NBIA2B ) MRI R TII/MpZEHE L 83% DERIEFY KB OCREDIKILE
MEID,

(3) RIHHIRERR  PLA2GE B FEEIGMERERID 87% T, R EMERIcAL TaRRATzA(F
D5,

4. BInFZM
PLA2G6 DISHIEREEDHSD
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5. #Al&E
DALY SR AT AYR. afucosidosis, Glutaric aciduria I, J—[XJE . O/ RFYRIRAFUE
(Neuronal ceroid lipofuscinosis) . /\> sy F b ¥%E . IR HRIFRMMIRKAE .. S —hexosaminidase A RISJE . GM1-
galactosidase RIBJE, =—< > -EvIiR., INEEARED SRS/ EES KA. WKL FZ - REBRILA
{AZEHEJE (DRPLA) . RIEMEE X #E 30 B BEMRE M =—2—0O/\F—IC R (HSNIC), ErtE/N
—F VXL BEEDANTICETAEEH. NOEES . MAMRELGEICLIERES AT,
Ly MEREE,
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<271 )FE (Neuroferritinopathy : FTL., Bll% NBIA3) >

1. WEEGTFEHE
IPIERLE BREEMAED F CTH—RICEEBET 2RETHDH. I FUEIL. 7o) FUBHEER
F FTL ZEICEET A EHLHRERERTEITO-YEROIEETHS. REFMITIEEILFY
B, ERIVFUBREBIUEHED. EHBEARUZA. U THIEERNIZERT 5.

(1) EEHER BRBABEMDER (BIEER) GEEFE 19913.3-q134, [REIEEF FTL gene D4
exon () 460insA ZZE, FNIZ 458dupA, BIGFEY) FTL:ferritin light chain MIM ID #606159, #
134790)

(2) HAEERS: AR (E 39 %) /NREARIEETENTH B,

(3) A : INBA

2. BRRAEIR
BAFAEDFIES), F-IEP AT E1~2[RIRD  BEDORMEREIEETE(ED, HAIRIE (L E R
EEIH 50%. BATHES AR=7 43%. /8A—F Y =X L 15% T, BN\ XLPEEESR. EEIEENT
Hb. ATHEIAP=TPORER#ENROND, BED DR =T (FEMEF R TR EO BRI /T
SERRDNRMET B . DR AIR IZIXRARELRL EITT HEB B LA T AN ROND LS5, 5
~10 ETHERICIEAY . BAER 20 FLLWTEEHELDIH . IERFFETH D IMKKERE. EEHEIRE.
PREMEIL B Iz EMNZLY,
458dupA (FHEITHNEL N—F V=X LM BEILL, BEEE. PEEFAN RSN S (460insA LOER)
BARAR R (c.469.484dup16nt) HIRESN 10 MARICFIROIREAROoN  BEFRET. REEH®. /T
fE. HITEEETT, IREIFZ BN TR T, BT FUIE (neuroferritinopathy) TR 5N 5 81 73
MRS BRIEIRE RSN,

3. FEINEREFMR

(M EEFRRE - MEITVFURERIFEALED B BEHLUBEOXMETETT 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. REK. ERXBLIBBELLD, TNIEHEZTEE
HIZ&DEE. ERRERHN S, C468.484dup 16int FEFI TIZ/MNEEMEERD D, T2+IZ K DRIEDIR
Hi1HY. REHOREREG TRERCEENERELLS,

4. BinFLE
FTLEIEFDRMEEZRD S,

5. Al
DALY SR AT AYR. afucosidosis, Glutaric aciduria I, J—[XJE . O/ RYRIRAFUE
(Neuronal ceroid lipofuscinosis) . /\>F b %E . HIRHRIFRMMIKAE .. S —hexosaminidase A RISJE . GM1-
galactosidase RIEJE. =—< > -EvViR. NEEAREDE G/ DMEEES KA. WKL FZL - REBRILA
{RZEMEAE (DRPLA) | KRR M XT FRE 30 2 BaMRE =1 —0/AF—IC B (HSNIC). &Eirit/\
—X YR L BEEECANTICETAEEH. NOERE. RERRELEICLIBREDSRI =T,
Ly MEIRR
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<BFaVRYTEA NGB I(ZES R Z M E mitochondrial membrane protein—associated
neurodegeneration: MPAN. Fl|4& NBIA4>
1. RRABEGTFEME
IEERHEEDKRNERLE FREEMET. SMVNITIEIZRET S Cl19orfI2 B FERICIYRET
HEBTEMEMETHREL, TLESH -1 —OVEE, REEERE. BAE. FAERKEFRET L. B
REARMIL 5~10 £TH S,
(1 EEER EREBRBEER (SHER) GBEFE; 19412 B FEE; C19orf12, BInFEY;
C19orf12, OMIM #624298)
(2) FEAEF#D /NREI(FH 9 )
(3) 48 : 7~ BA
2. EREREEIR
ERPRIR IS EITHEDORMEE ., TEEENBILD, MEROANT | EE GEfTHEEM X (UER) FRE) . /N
—FX VXL BEREE., MNKR. ReEER. REAREMEEZRDS FRERELTIEZEERE
E.HIRTERD D, RFETETRT . BEEHELEEINGERHEREOHRESTZED. B, RE
BLRHNILREDAIIEN BV NREARESN CETESH =2 —AVEEFTLEL., HEMR. R RSE
KEXKT, BB REG CIIBHERMNBILDOIENH S,
3. FRITNEREFRR
(NHEHBRE MRMEH - 21—0ON—ZRLEHICE LMER =2 —0O/N\ —  #ETTHETALE
E=a—a/R—amhd. NEREARES CETESH =2 —AVERKABILE, EB)=2—0 &K
RE MND LRREZENDHTELH D,
(2) B MRI B8 : T2 SREME TIXRER AN S REBRER B~ DR BILHE) EXMN. MDD EHEE
b,
4. BInTFEE
C190rf12 BIEFDRHEREZRD D,
5. EAIEZHT
DALY TR AU RAYE .. o fucosidosis . Glutaric aciduria I, V) —XNE . MO ARKYRIRAFUE
(Neuronal ceroid lipofuscinosis) . /\>F ¥R, HRERIRIMERIE. B —hexosaminidase A RIEJE. GM1-
galactosidase RIBFE, =—<-EvViR, INEEAREDEEME/NEEEEN KR, WKZKFZL - REBRILA
{AZEHEJE (DRPLA) . RIEMEE X FE 30 B BEMREME=2—0/\F—0C B (HSNIC). ERE/N
—F VXL EBEEDRANTICET AEEE. NOERES . BARELECLIERMEDAL=7.
Ly MEREE,
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< B AHEAMRIR A S /NR B IEE T IXSE static encephalopathy of childhood with neurodegeneration in
adulthood: SENDA/R—ATORSH /DB 2R E L - #H§Z L 4 JE beta—propeller protein—associated

neurodegeneration: BPAN/NBIAS >

1. RRABEGTFEME
A—ro7o—BERANELE MR EMET. LBRMNEEOHMMES LEEDESFKEEFT/NMNRAAIC
RIET Do HABLIEICREAECDR=T - R—F VX LA 2RITETL . MEDIF B TENRIKRE
5%,
(1) BN X R2EAETER (BMEER) X GEETFEE; Xp11.23, REEIRT; WDR45, BT E
%) : WD repeat domain phosphoinositide interacting protein 4:WIPI4, JR Bl de novo ZE TH D, X £
KOTFHEIZKY, EERETLUILORBRORYSRIEICEES T 5. BHEE—EMICIXRBEREE
7%, OMIM# 300894)
(2) RIEFH& - /NRE ~ B AHA
(3)48E 78
2. EREREEIR
INREAIZRIRIE S EBFE B THRAL . RABILIBECHEITHEOES) - RAERE T | SERERIEK. BE
RIEEZRT . BEFHEEICEFL RERNEEDOESIIEEICHRLTEE T, BHEGTIERER
IEAIEETH D, NREIZZHETADNAERETRT ZEN DRGNS, AU IS RIEBEIXERT
B, BIEFHMEIF SN static encephalopathy with neurodegeneration in childhood: SENDA &fish
f=o BIEBITIIFIEDEREEMNBILSL ., B4, JEHE Rett JEIRBEESINT-TEBILH D ABAICHEDE
DRRZT - IN—F Y =X L, HITEE UNRSITO freezing) . FREVEZRL ., FRAVE L LEEMAITEIL
5, IN—F V=X LlE L-dopa [CRIET HH . BB TERKDBREEBOCORFROTLREETRT IE
KDEFEF X RFBEARELORYOEE. BECFEENMICEIYRGDARERGENBEESNTIDL,
fEmIETTLVEL, FREDEHITEZMETHY . BHEEHITEHFEHTHS,

3. BitIREREMR
(1) X MRI B8 : 5B (FREBBRERE ICH LN, D NBIA LELRYEB > REKTHSD. T1 TEE~

KEGHNZAMT T halo SKERD, IR ILIEFILL . KINE/NNISEBIETH S,
(2) HBRIBG . REBRER B THINE SRR % %5285 5. synucleinopathy (37K, EITTHE
KU FEAMEIZ tauopathy BRSNS, BIRRATTOAREZRE . KB, EH. 5. REKIZED
%
—EREMRICHEENATR IS,
4. BinFLE
WDR45 EIEFDHRHERERD S,

5. #RlEE
YAILIIE . AT AE. o fucosidosis. Glutaric aciduria I, J—XEE . #ZEOARYRIRFUE

(Neuronal ceroid lipofuscinosis) . N\ F bR ABEERFRIMBRAE . B —hexosaminidase A RIBJE.
GM1-galactosidase RIBSE, ——<I-EvIiR. /NEEAFKEDEEE/NNEES KR, BIXZFZ%-XE
BRJL A {AZEHEAE (DRPLA) . RIEMEE M FAE 30 B, EiMREREMH—2—0/N\F—IC B (HSNIC). &
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GEEN—F VXL GEEEDANTICETAEER. RO ERES. MEARELGEICIIEREY
XI‘:Tx l/“JHJIEﬂ?EE¥o
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<ATUHY AL A BHERI /N\VEREMBZEMNA Coenzyme A synthase (COASY) protein—associated
Neurodegeneration: CoPAN. Fl|4& NBIA6>
1. RRABEGTFEME
CoA # & RUICEIEL =AM EX T 75 # R ZE MEAE T NBIAT: PKAN EERERIEMEELIT 5, /NEHARED ST
EE. RAMBREREEL SR T EMRE R T RIRETETH D,
() EEHR BREKREBLER (S MHEE) B GEIGFEE 17921.2, IRELEEF COASY, EIZFEY
[& Coenzyme A synthase, OMIM#615643, #615643)
(2) i Fthn ; /NREACE 2 %)
(3) 48 ; 7~ HA
2. BRERIEIR
SITREECREL. BERZTEZHOOTHEDAL 7 . A HE. MO A7 B TOFREBERSTE
KCHBRMEZ1—ONRF— BARREEETGCEERN D, BIRETHE
3. WELITNEREFR
(1) B3 MRI & : T2 EHR TR ERDRBALA AN S, CT IR TIERABHRDOBIRILEIERH SN TS,
(2) R REEA R BB XREBEREREITALOND,

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

DAL TR . A AR, afucosidosis. Glutaric aciduria I, ) —[XJE . O/ RFYRIRAFUE
(Neuronal ceroid lipofuscinosis) . /\> F 9K, FIRH FRIRMEKAE . B —hexosaminidase A RIBJE.
GM1-galactosidase RIBJE. =—< > -EvIfR. /NEHFKEDERIE/MNIEEBN K. HRKFIL-KE
BRILA (K ZEHEAE (DRPLA) | RERMEFE MR R 30 B BInME R =1 —0/AF—TIC & (HSNIC).,
GEEN—F VXL GEEEDANTICETAEERH. NOLERES. MBMRELGEICIIEREY
ARZT7 . Ly MEREE

=
b
b=
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<FE)LOTSAZIVMAE Aceruloplaminemia,” BiEME )L AT S5 RXI RIBSE (Hereditary ceruloplasmin
deficiency) >
1. RRABEGTFEME

|47 )L O TS5 AZ U MAE (Aceruloplasminemia) [E8 AN E N ICEBTE T HHEB TH D FERIE (BRI

10 EULEXRTTEIENHD) . MIRBREMAE. HFERE 3 THETH BRAIZSL,

() EEHER  BRBARBMER (LHER) GEGEFE 3923-924. [REERF CP. REEESHKREATO
EEHRLAHY. FEAENREEEGR. BEFEY BILOTSRIV (ceruloplasmin) . MIMID #
604290)

(2) FEIE & N EAFAE (18 51 %) . 60~70 AT T T HEEHIMNZLY,

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

2. BRARIER

(1) ¥EFR IR

(2) PRI - IE IR EL TIXERRNMES BB O AT A O7  EEERER OO AM=7  IMx KR
NELDEFITROEND, BHIER) ., N—F VX LELBENSL, HBAEKIE 30~50 FRICHKR
FTHIENS FFHAEKELTIES D, BEEELHY. 50 RULTRLNS,

IRFT R (IR A TIMNKER . £BRIRE ., SERES-T T XOHENHD.

Q) WEEEREME: 93%DEFHTRONDD ., HAOFRI-NEIENZL,

3. FRITNEREFRR

(1) —BBREMR ERBCTRENRKET HIENZLN(20~40 HL) . AV FA— LT BHIA B, /NER
HEARUEEMEEDS, BMERNNT EEIHBRZEMTHLH . HRIEHETH L, HERARFAER
[CBMMAEITTHIEEHD, REEAARTRILERILOTSRAIVIEEL, 7T FUREN LR (EE
D 12 ERRE) & H5, WERIOTSRIV, JxOF DA —EF T, miFR (10pg/dL UT) . 8
HRE (45pg/dL LITF) BT T 5. ATOEARTIIMBILAOTSIRAIVLANILEEEDH 1/2 TH
%, FBDHEEITIEXRT S,

(2) B MRI E[f§ T2 S8R ER TRINE KU/MIK ., REEK, BRI, W%, RIK., ik, EETEEELZR
&.FDG-PET TREFHICIIRBRZOERS . £THICFEER. KRB ITETEABEZENE
N, ATOEERD MRI TIR/DMEEBO A D RESN TS,

(3) Mg MRI E1& : SKIRE DB KIEINETER o, FFETELL,

4. BT

CPELFDRIERZRDHD,

5. BAKRE

HF A-associated hereditary hemochromatosis, 1LY f&. A4 A&, afucosidosis. Glutaric aciduria

I, )—BNEE .. 04 KYRI X F2HE (Neuronal ceroid lipofuscinosis) . 7\ F >/ k> Huntington %5 . 8%

FRIRIEKAE. B —hexosaminidase A RIEJE. GM1-galactosidase RIEAE. =— < -EVvIIR. /NREARAE

DEEME/NMUEEBN KR . IR R E BRIV A AZEHEE (DRPLA) . RIEMER M X FFE 30 B, E1r

HREREMZ1—O/NF—IC B (HSNIC). EEM/N\—F V=X L BEECANTICET KR EH.

M EEE ., BEMRELGEICLIBEREDANT . LYMEIRE,
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<BRAEE/KBRALEER T EIZ{ES IR LT M4 JE Fatty Acid Hydroxylase—associated neurodegeneration (FAHN) :

dysmyelinating leukodystrophy and spastic paraparesis with or without dystonia. spastic paraplegia 35>
1. WEEEFEHE
AEE R HEERERHEDRMAEKLERELME T, NRAICRE T HARES . NMtERRE X
=7 BRIERZETRY  EITHEICRIAIEEREE . TADAFEEZELS,
(EEHRX BEREEEEBMER (SHER) GEIEFEE 16021-923.1, [REEEF FAZH, BInFEY
FAHN, MIM ID #612319)
(2) S e tan /N REA
(3)#8FE 1/1,000,000 LA
2. BRARIER
HHAL ERBENHD, 3~ 11 R THRET SHARRIES (it () FE) KR CA=7 IR
ERRNET. BHFRE. RRES)ZRHMICETHRE T, EITIHICKHMEEREES . TAMAREZE
L5, REGEFR TIEIRA., AIARRER, R EERKEGFEZTEROH. 7TRROBELHY . TREND
EMORREEREYS 5 BERES. BTRESLTRY,
HSP35 (& FAHN DFED—DTH 5,
3. WEIREREFR
(1) —MRAREF R . B#ET aranular histiocyte ZF2H 5.
(2) s MRI EHRFT R : T2 SREAEMR TR EK D RBALZRD S, REITRENK R T HIEEFDEN, B
BEMEEREDIEFFILEZRY  EITIE/NMXF K, RER, 15, . FROERZEDD,
4. BIGFZH
FAZH B FDRHIERERDH D,

5. #RlEE
DALY R AT AYR. afucosidosis, Glutaric aciduria I, J—[XJE .. O/ RFYRIRAFUE

(Neuronal ceroid lipofuscinosis) . /\>yF b %E . IR HRIFRMMIKE .. S —hexosaminidase A RISJE . GM1-
galactosidase RIBJE, =—< > -EvIiR., INEEARED SRS/ EES KA. WKL FZ - REBRILA
{RZEHEJE (DRPLA) . RIEMEE X #E 30 B BEMRE M =—2—0O/\F—IC R (HSNIC), ErtE/N
—F VXL BEEDANTICETAEEH. NOEES . MAMRELGEICLLERES AT,
Ly MEREE,
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< Kufor-Rakeb JiE f&# >

1. WREGFEHE
leE KHEERNERL B MR LD — D TH S, Kufor-Rakeb FEIZEE (S PARKO (B FRIE/\—F 2V
Z X LERHE) ELME(EX N B neuronal ceroid lipofuscinosis D—2THH D, BEERED/A—FY=X
LTEEIGRMRE. EEREZREET S,
() BEHNX ERBAREBHER (LHER) GERFE; 1p36.13, WEEGTF; ATPI3A2, B FEY;

ATPase type 13A2, OMIM:606693)

(2) FfE Fin; BEH
(3)48E T84

2. BRERAEIR
EERED/N—F VA LTEEIRME., EERELHEET S, BB5E. #HARES ., L3R
KEHESE. EE- OB -FIEOI=IFH/0—X X, RHEL R, oculogyric crisis, B T [EE ., BEEEE
B8 %. Schneider 5[Z&Y NBIA [TIIZ BTz, /3 —F Y Z X L(Z L-dopa [EHTHDHAS, MPAN +°
BPAN LRI#RICRHICES R EEREZRY .

3. FELI REREFR
MRI B[ TAINEEZ LA DEKILE L BMWEINEREZROD,
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