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KIZBITHHmh o, BT, SEIE. ZRE. FAIE. 25 %2 EIND, BEFRICEALT, 2<E
ECED 20 BRETISHRAET . EICHKABICRKET 5FELH D, HH.DYT 2)—XDREERIC
HizY. JEETOERDA—/N\—SV TN KRELGRBELLEEN GFICILED AN =T7) ERD D EH
FEFEERMNERD—BIER S, DYT VU—XIELIELIEETHEORBEEY, F-REEHNENIFERE
BEIO LT HERNH D,

DYT U )—XTlE. ALRHEREZATEAIRREH IV FIRRAIIEVTHEKRDKEELLHIHEN
Hd, F-. BEBAREHER(BHER) BRAELIREDIFLEALETIELEBBETHIENTINT
BY. BEITRETHD,

DYT V) —XDIREZMICHE VD THALLEHEERBRE FLUVD, —ERDFRE TIXTER MRI DORERIRE
TERZRD. DS ELLES,


SHHST
テキスト ボックス
 資料３－２


SSKLW
テキストボックス
第９回障害者総合支援法対象疾病検討会
参考資料３－３
（第50回指定難病検討委員会資料）



4. BEE

REBEIFEILISN TOGND, REREEL T, EWAR IV E MTANAE, L-dopa i2E) . 7R
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<BHE#E>

WIh O DRE TERIRFTR | B FZ WK Y Definite (FEEZE) LSt DERRET B,
BIEMEO A7 IREICLYBERENRLG D0, HBT SFREFHREDZIELEITDONTUTIZAIIZEE
#;95.

BIEFRMICOVWTIEIEAMBEZRIMRREDEGFEWICET NI/ 188ELTHL,

BEEDAMZTICHBET HBEREZUTITRT,

1. ZEOATI—
Definite: DARZT7 (K)ZHEH M OVT O DREBIZEH T HERKERK. ERFTRDOLT M1 DLL
tEALD . EGFEWICKIVEEZH SO
Probable: P AR=7 (3X) E#HEH . MOVWT O DFREICEHT JERRIER. EHRFTROLTh 1 DL
EEALEDDD ., B FLEDAREEDLD

2. (R)DR=TEIE
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X DEBLFFEIEICEVELSH., BHICHETIHAL (BBE. WEE-MRETIEEL, DAN=TES)., ¥
AR=ZT7ERBICKYMEEENEETSND, Tl PR 7IE—EDOMEEERFICHIR. HH(XHE48T S
ZENHY . BMEED AT EMS,
LT OEEHHEMFRAALND,
1) EBBECEEZRBICIE—FED/NI—20%5 (BRI stereotpy) o
2) BEDBRERBMIZEIVERNERT HENHD (EERJ VY sensory trick)
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4L Wilson J& . BBE/NKZEIEAE , / S—F 2V Parkinson &, /A\—F Y U FEIREE | RIRMERE 4 3T RF
. /\UF b Huntington & . MIEEMARMIRE . GM2 H2 T VAV R= X GMT AV T YA R—Y
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BIRBOZWELEIZDODVVTUTIZRT,
<DYT1 SR=7>

1. WEREEFEME
DYT1 PRAR=T7IL (B4 : #2852 A7 torsion dystonia, ZHE#HT AR=7 dystonia musculorum

deformans, YR/ \f L ZRZ7 Oppenheim dystonia) D—RMELHHEC A7 DR KIEETH
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& . /\>F 2 Huntington J& .. B RRFRMERAE . GM2 H T VAL R—S R GMI AT A R—2
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il

4LV Wilson 5% . B BE/NNEMIE. /\—F >V Parkinson f&. /\—F 2V U fEIERE . RiEMEE M4t
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T, BBl . EE R FHDIEICORM=THNHIRL., 2L B HIKITT 5. BLLW RN =7 EEZE
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<DYT 5a PAP=7 /#IK ./ K\t AR=7 dopa response dystoniaDRD, B AZE &£ 5:E L4 HE
T AF=7 hereditary progressive dystonia with marked diurnal fluctuation:HPD >
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<DYT 5b PRF=7>
1. REBEGCFEME
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ZDBFICKDEREILESND, 128, oculogyric crisis (RN RDEFEDBICRITT 52EMNZL R
KREDERLEGS,
(M EEHX BR2ERBEER (L HER)
(2) RIEFERS: ' REA~BEIARE
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3. [T REREFRR
BRDRENZYVEE, XA TTIV EFTTIVDETERD S,
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reductase) . carbinolamine—4a—dehydratase, P ERFAT T 212 TTEEE (dihydropteridine reductase) &1
FDRAEEEDRDD,
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1. WEEGFLHE
() EEHER B2 ERELER (BIEE) (GEBEFE 18p, EIZF DYT7)

(2) FeJE 0 KA (15 43 %)

2. BRRAEIR
B AN=7 (SEER. MREE. LX),

3. BIZFEZH
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<DYT8 CRF=7 . RIFEIEEENFRMED XX R T 1 (paroxysmal nonkinesigenic dyskinesia 1: PNKD1) .
RIS A N7 EEEE 7T ,— X paroxysmal dystonic choreoathetosis: PDC >
1. RRABEGTFEME
EEFFRMEOREMEDORN=T BB T TR, — IO ETFRRICECHIENZ LD, BAIDIEE
KBROEERZETILLHD. WO ~BEHORELZ 1 BHE~EMNAICTRBRELLS, FERICKE
PEHEZTZELLGLD, RERMBBAICITHREENERZROLEN, 7ILa—IL-HT(ER, FlIH, &
B RS BEORRGENFRICGY., ERIIEERFTHL,
(1) BiotkX R BAREMNER (BYER) Bi5 GEGTEE 2935, BInF MR-1. &R FEY MR-1,
MIM#118800)
(2) RIEFHS - FLREA~FEH
(3) 4R FH
2. BREREER
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3. WEEITNEREFMR
27l
4. BInFEH
MR-1(myofibrillogenesis regulator 1) BIZFDIHRHEERLZRD S,
5. EAIEZHT
1)L Wilson &, BRE/MUEMESE . /\—F 2V Parkinson &, /\—F UV UIEIREE . IR xR
. /\UF b Huntington J& . ##EH MR MERGE . GM2 AT AL RF—2 X GM1 AT A=
A, =—2-EYY Niemann—Pick f&. L'wb Rett SE{EE . INMEEE ., AFHERSICHEIERED XL
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<DYT9 CRF=7 . RIEEERT7 T X B X FRE Choreoathetosis/spasticity. episodic: CSE.
Choreoathetosis, kinesigenic with episodic ataxia and spasticity, Choreoathetosis, paroxysmal, with
episodic ataxia>
1. RRABEGTFEME
REMOTRORANT . BFRT T REETHEOEBEMRICET 5,
(1) EfEFX EREABNER (BNER) GBI TFEE 1034, WEERF SLC2A1/GLUTI, EEFE
¥ GLUT1, MIM #601042)
(2) HIEFE S REI~BEH
(3) $8E : FEA
2. BRERIEIR
RERICEROBERS. OEOPTROBREZE, HBREZHICLLH5H. #EEH 20 HET27H
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&, BBfE . REVERZERAGEETRO S, ER. 7/)La—)LER, Bk, B BETENFEEFTH
®o

3. BFREITNEREMR
I EIE SRR RESN TS, AR AR TIERIN S,
FMEE (CT. MRD [THFEE I NETEIEALY,

4. BInFLE
SLCA1/GLUTT &z FDRMIERERH D,

5. #RIZH
4L Wilson J& . BBE/NMNZETERE . /S—F 22 Parkinson &, /\—F Y EIEEE . BRI E 14 Xt BR
. /\UF b Huntington ¥& . ###EHMRIARMERSE . GM2 AT AL RF— R GM1 AT A=
A, =—32-EYY Niemann—Pick f&. L'k Rett SE{ZEf . INMEEE . AFHERSICHEIEREMED XL
—T R RN =T EE-TRE,
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<DYT10 SR=7, RERFEESHHERES AT RTT 1 (Episodic kinesigenic dyskinesia type1:EKD1) >
1. RRABEGTFEME
BRCHEEERICH O TRMEMDODAN=_7E4EL. B&ET D, 10~30 W TESHEMALGVEEZ1BITH
TER~HBIZTE#RYIRY, PTHLGVEEES THERIN LI KICBELERICGS, BATITEES
FRIE - B AR TEREILGVIELSL,
(1) Efatk BRBABEER (BER) GEZTE 16p11, IEEEF PRRT2, BIEFEY
PRRT2: proline—rich transmembrane protein 2, MIM #128200)
(2) RIS /NERE~FTEH
(S)AE: N1 /15 AN BRIEMS AT OHRTRLBENEL,
2. BRERIFEIR
RIEMEFHFER ML AT T — X (Paroxysmal kinesigenic choreoathetosis: PKC) [V iR L#EC 5%
FEDTBEEESTHS, BURESVLONDEBHTEENS, REFELEBFTRECIFRDT
(Episodic kinesigenic dyskinesia:EKD) ., B4 R i& 4 ZL 1R FE%# (benign familial infantile convulsion:BFIC) .
FLIREE - B{EMEaL A 7T —3 X (infantile convulsion and paroxysmal choreoathetosis:ICCA) T.
EKD1. BFIC2, ICCA [T ILEEFEE THS. —cNoDHEBLDYTI0 LIEREDEENRONDHLEH
Do
RBGHEEES ORI DBROMAELHITHEEER THRAET 10 WIEEELED. &ET 5, EHEFIC
FOTEEMNFRET, BHEST LG, TRRICIAFEY LITUKE ., ERRICERS #EFE—RIO L TERICE
CATERNZLD MAIDZELFRBPOERZEL CELH D, RIERICEEOEHEZTEHEDLGUO, B
RHEORIEAH D, RIEFMBAICERAELTHEZHERZZOLV ., REQFFEESIYHET,
MEEIXEE . REMSPICILEHREHREICEETHS, DHETIERELRARELSZL,
3. BRI REREFMR
L, INEHR (CT, MRD) PR EEH TEENGUVD FNIT/NMNUOBEDEBIBMESN TV,
4. BITFEH
PRRT2 EEFIRHERERDH D,
5. EAIEZHT
1)L Wilson &, BRE/MUZEMESE, /\—F VY Parkinson &, /\—F UV UIEIREE . RIRIERE 1% xR
. /\UF b Huntington J& . ##EH AR MERSE . GM2 AT AL RF— X GM1 AT A=
A, =—2-EY%Y Niemann—Pick f&. L'wb Rett SE{EEE . INMEEE ., AFHERSICHEIERED XL
I BRSO RAN=TEE-TRE,
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<DYTH CRAF=7 . SAHYA—XR O XN=TFEIEEE (Myoclonus dystonia syndrome:MDS) >
1. WEEGTFEHE
SAYVO—XREDARZTEERET D BIETIERBUIAIVO—XREGD, AV —XRTEER. £
BRICEWN DA TFIE BREDAN=7 . EHORN=T7  EELGETHD, TILI—ILTHRET D, B
FERZESTENZN, ZILA—IILRIGEIAIO—RRIEIRIEEZTET D, 47OV - H LA D
EEIBG. ZERKXEZH T BETOPRETH D,
(1) B EE2BEARBENER(BMER) GEIGFE 7921, B{5F SGCE. E=FEY SGCE.MIM
#159900) AL 2B, R —BEF TCOEGEFDGETRIEMEMNSLY, maternal imprinting LS b, R
H3k D SGCE DHHHIET S
(2) RIEFHE DRA~FELH (BEUMICIL 20 RETITHKIET S, )
(3) #HE:TH
2. BGERIEIR
ERERIEIRIESA VA —XRESRAINZTHEEERTH D BIETEARBHEIAIVO—XREGS, A0 —
XA FREKR CTENMEZBEET T 5, LERERBRFHITEL KREETILA—ILTHET S, FHLLRFICELEMET
895, CA=TILEE. BEICLEFTYEHORAN=T7 (EERE) . LRSA=7 (BE) 45, &
[CORMZTEM, —BEDRANZTELRDHILELH D, FREIEE L HK GRBMEREE (0CD) . =V I REL
E)TILA—IURTFLLEDRZREH D CADALIKRER (FREE. EREL OBRELHY. TAMAIE
DYTH Z&BE T HIRMIZIT LGN SN,
3. HRT_"ETREMR
2L,
4. BT
SGCE B FDRMERZRD S,
5. H#RIFZE
4LV Wilson J& . B HE/NNEMIE. /\—F >V Parkinson & . /\—F 2V UfEIEEE . KR E M x FF
. /\>F b Huntington &, i HMRIFMERGE . GM2 AT AL F— X GMT AT A=
A, =—3-Ew%Y Niemann—-Pick 8. L'V Rett EIZEE . INMEEE . BAERSITESERMED X
=7 MDEERESRAN=T,
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<DYT12 PRP=7 . . B ERESAR=7 - /13—F > =X L (rapid onset dystonia—parkinsonism:RDP) ./ /MR
X B 1% R EE (alternating hemiplegia of childhood: AHC) ./ /)M £k SR R EB B I & S S V1 B R e iR i Rk

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

1. WEEGTFEHE
L 7). ROP DA M HHLNTUL=A, FEEDIH/EUNH SN HERINT-, SHE LR KERN A —/\—F
wITLTWNEIELH D,
[ROP]IRIEIZRIET DDA T EN—F YA LERY , 2~35 Mo 15 A TERIFFTRLURIFEA
EHETLEW, DA TIXEEEm ORI, NN—F VX LITEE, RERBEEE TR BHERKE
52 EMNSBLY,
[AHC)HMEMER B R REF(IMNRRED I RARELFEET 5, FEALEDIGE. DAN=TDE
B EBETTN LR BERBGES . REEF. EITHORMEZTEHS. RRANITEAED AHC ZE28H
2FLH5. MNRIEMRHERED—DOTHD,
[CAPOS]S{EtE R1E14I< CAPOS BAFEELLLIZELND,
(1) BEHERX - EREABEMMEE (BIER) GEETFE 19913, BI5F ATPIA3. BIZFEY ATP1AS:

Na+/K+ transporting ATPase alpha—3chain, E{5FE :19q13, MIM #128235) R5EL£ 2 HETHD

(2) RfEStn: (ROPIEFH~ AR (F15 22 %) . [AHCIELIRH ~ 41 R # (18 A LAAT) [CAPOS]EL
IRE ~ /R HA
(3) 48 FH

2. BRERGER
(ROPIEZHAGREMICIEFEBMOBENC A =TZERLHELHDH REFEICRHAT. 2~39H55 30 H
TERL. AARNLEHDIWNEDIEBMERAN ADRICEISZENZ L, BLTETLERIEDLAZLAY, 2[E
BOBEERRTSIIELH 5, HERIIFENWTREBEREEZL/NFICEY  RTESEHI DAMTIE
LHMHONHMEICHLN, NEEDOSZEFEREICEL. ROTLEE., TEROIELES, /A—F V=X LlE
B LRBRBEFES T IRBIIHRESNTOEL, Fui—F OV REICIERELEWD, BHEEKRELTIE
SDKEE. A RIAEN SR BEOBEHREET. HEBRWE. CTADARELH D,
[AHC)HMEMERBMED FRERIETGhER 4. K. SDAN=TRBEZEL, ) RIET D, TERFERIED
HELHLH REAIF—EETRAEME(BICE>THRIEOHIRT HAINELD) THDH MEDREE(THKL
TREXBREMS X IHEFFETHLN . HBAEFGRTIEFNLEONS, DANZTEHAPIL AT T
A REGEEIERE (BRI, SEXMIRERAL, RRARE) . BEMBER (BT, KELAXIEED. FRF
LHEE)ERDDH FHEEE . ETHORMEREMEET HIENZ, BR TEKITEXRT 5, TADA
REZHEIEFDMESN TS, RRRNITERFED AHC ZRHEELH D,
[CAPOS]FEEHIT/MNMEEB)KFR . REMET . ME. RAEERE. RIURTHIE(CAPOS) B EHIE
[CHECS, BEFHBEFHGL, BBELDITERITEREEXT 5, RIERBITFRHEELITHD T LHER
DHAHN ., MR FHEREE FKEH TETHET. SITREE. EBKALLVOBRNES . #HEE, FHRER S
BETEX(T . BTRHELROOND, BEAFERET RN D,

3. FRLITRNEREMER
HIZHL,

4. EBEinTFEE
ATPIAZBIEF DRI EEZRDH D,

5. Al
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4 ILYY Wilson 55 . B BE/INNEMIE., /8S—F >V Parkinson J& . /S\—F 2V UEIERE . TR M4t FF
&, /\>F b2 Huntington f& . M E MR MERAE. GM2 AT VAU R—S X GMT AT A R—S
A, =—32-Ev%Y Niemann-Pick f&. L'y Rett fEIREE. INMEEE . MFBEHERSICHEIERMED XL
=7,

[(RDP] thDIMIIHE R =T, RUREDAN=T -/ —F Y =X L,

[AHC)ICAPOS]H 1 454F, SOV R 7% (MELAS, PDHC BEERLE) . TAMA (MYK (Todd) FRE) .
FREERER. VIVa—X MU RAR—2—1BEE. FEEK L-73/BIRRBERRIBE. TOMMD
FERERBMEEE (REVAFURE. NV TRELE)
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<DYT13 VRr=7>
1. MAEGFLHE
() EEHER  BLBAREEER (BYER) GEEFEE 1p36.13-36.32, :&{nF DYTI13)
(2) FAEF 5 L AR (F15 16 %)
2. ERERER
BEER. THER. LERD A EHIS RN =T ER DD,
3. EIEFELH
DYT13 DIRHERZRDH D,
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<DYT15 PRr=7>
1. MAEGFLHE
() EHR . BEBAESER (BHER) GEGEFE 18p11, EmF DYTI5)
(2)RIEEE /DNERE~FEH
2. BRERAEK
DRRZTESAYO—XREED D,
3. BTk
DYT15 DIRHERZRH D,
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<DYT16 DR=7>

1.

RREGTFEHE

TEROAP=TZETHERBTREL. SCAFM7HEEIZHKRT 5, BED/NA—F Y= LEHES,

(1) EEHX: BEEAREBMEER (SMHER) GEIGTFEE 2031.2. REERF PRKRA. BIZFEY
PRKRA. MIM #612067)

(2) REFE /NEE~BREH(2 REHIRS)

(3) $HE B

B PRAEIR

BEREOCAL=T - N—F Y XLT, FRCALZTFIZEDSHITEETLTIRBECTHRAEL. B TEE.

BEMRFEE . BiMRER. LA 7 2B RANTALLKT S, kB REETRT E0H5. 5B

HREEFTEEHTIIENH S,

BT REREMR
¥IzhL,

B FZH

PRKRA DIRHIZEERZRD 5D,
Rl L

4L Wilson & . BBE/IMMEMEIE , 7 S—3F >V Parkinson &, /S—F DV EREE . REEMEE 4 T FF
&, /\>F b2 Huntington & .. ##EHMAFMERGE . GM2 AT AL F— X GMT AT A=
A, Z—2-EY%Y Niemann-Pick f& . L'k Rett SEI&EF | INIMEREE ., B HRIZSITHEIERMED XL
=7 DML R=T,
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<DYT17 PRF=7>
1. MAEGFLHE
(1) BEEHX BR2AKEER(SMEER) GEGTEE 20p11.22-q13.12, E{&F DYT17)
(2) RIEFH: BEH
2. BRERAEK
SEEMRERA L D EIE. £ B MEICERT S,
3. EIzFEH
DYT17 DIRHERZRH D,
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<DYT18 CAF=7 . RIEMFHIEFZRED AT R T (paroxysmal exertion (exercise) induced dyskinesia:
PED) >
1. MAEGFLHE
EERE. BRNER (HTHE) ORTIMEEESNELD, PA=T LA TTF—2 X NYX L
BENHD, 57 M5 30 nDFMEEZ1HIC1EI~1AIC1ERYIRT,
(1) B ERBAREER (BMHER) GELFEE 1p35-p31.3. BIGF SLC2A1. BInFEY
GLUT1: glucose transporter—1, MIM#612126)
(2) RIEFE:/NRH
(3) $HE  TEA
2. ERERAEIR
FHRERELTTEBFEDIEMN, ROVEF. ZiE. ANV RGEENH S, GLUTT RZIEEFE T ILER
FIRETPED ERLCL SLC2AT DATREENHY . LR RBEDEERELIBFHENREIEFERXRT E
ERTHD, BEITHERINDIDATROT T PAFROTRIEODRIAED PKD & PNKD DHEITHS
ZEEHEINTz, LIELIETAMAZEEHT S,
3. HRINERERR
BOEENEFESIENHD,
4. EinTEE
SLC2A1/GLUTI DIRMIEEZZEH D,
5. BRI
J4)L> Wilson J& . B HE/NNZETERE . /8\—F 2> Parkinson J&. /\—F UV UEIEEE . RERMEE M4t R
. /\>F b Huntington &, i HMRIAFMEREE . GM2 AT AL F— X GMT TV T A=
A, =Z—32-EY%Y Niemann-Pick f&. L'vb Rett fEIZEE. INMEEE . B HERSICHEIERED R
—7 DI ED AT,
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<DYT19 PRr=7>
1. MAEGFLHE
(1) B EE2EKENER (BMER) GE{GTEE 16p13-922.1, E{LF EKD2)
(2) SAESH#T: /MR
2. BRERAEK
EBESFREMEEETOCANTHEREESERD D,
3. EBi=FLH
EKD2 DIRHIERZRDH D,
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<DYT20 PRr=7>
1. MAEGFLHE
(1) B BEL2EREEE (B ER) GEGTFEE 16p13-922.1, E{&F PNKD2)
(2) RIESH DNERH~FFEH
2. BRERAEK
EEFFRMUEREECACN_TEFRIZEDS,
3. EIzFEH
PNKD2 DIRHIZERZERH 5B,
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<DYT24 SRF=7>

1.

N

REEEFEHE
B AC=7 THER., MREE. LRRICCRAN=THROND, BEHCRA=TNEZL,
(1) &N BLEBAEMEER (BMHER) GEGTFE, 11p14, REEERF ANO3, BIZFEY ANO3,
MIM , #615034)
(2) FEHE 5 A H
(3)HEE :
B PR AE 4K
BEEIMORC=T7 T KABIZRET 5. BETLVNA. FEOEZR ., ELHFORE. BBE0. LBICHIREEA
Rohdlenhd, LBICIISRAN=7EANREDND,
BT REREMR
2L,
EBinFEow
ANO3 BIZFDRHIEELZZED D,

WA

J4)L> Wilson J& . BHE/NNZETERE . /8\—F Y2 Parkinson J&. /\—F UV UEIEEE . RERMEE M4t R
&, /\>F b2 Huntington f& . M E MR MERAE. GM2 T T VAU R— X GMT AT A=
A, =Z—32-EY% Niemann—Pick §&. L'vb Rett fEIZEE. INMEEE ., IBHEREIZHEIEREDS XL
—7 MDA RN=T,
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<DYT25 PRF=7>

1. MAEGFLHE
BRARETEERREDCAN—7 T BRESRAN_T7%RH5. 173 DEFTEEILT S,
(1) EEHR  ELEAEEEE (BMEER) GBEFE 18p11. FRELEIRF GNAL. EZFEY GNAL,

MIM #615073)

(2) RIEFEH NERH~EA
(3) #AE B

2. ERERER
REEDEHOAN=T7 THAIM., FITEEZRH D, DAM=TI(IMOEREIITIERL . REDXN=7 . 1
EEENARONS N3N0 1 NEHIET S,

3. BFREITNEREMR
HZhL,

4. BIFEH
GNALBIZFDRMEEEZZED D,

5. #RIZH
4 ILYY Wilson 55 . B BE/INNEMIE., /8S—F Y2 Parkinson & . /S\—F 2V U EIERE . R R4t FF
&, /\>F b2 Huntington f& . M E MR MERAE . GM2 T T VAV R—S X GM1 AT A=
A, =—32-Ev%Y Niemann-Pick f&. L'y Rett fEIREE. M EEE . MFBEHERSICHEIERMED XL
—7 MDA RN=T,
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<DYT26 SRA=7>

1.

REEEFEHE

RIS A VO —XR-DR=TEELD

(1) EEER  EERBAREEER (BMHER) BIEFE 22912, IREEIRF KCTD17. Bz FEY
KCTD17. MIM #616398)

(2) RAEFHS: /NREA

(3) $HE %

B PRAE 4K

ERRICSA IO —XR-DR=TEELD, FEKIFEESEER PRI . BFICHRER. TRUICIERT 5%, M HEE

E EERIAIVO—XX BREFONA. SBEOEENEL ABETRICIERT52E3H 5, FAHERE

LTAR. HEBMIE. DDREEDH D, 7ILaA—ILICKDIER DR EEALY,

BT REREMR

¥IZHL,

BIE T2

KCTD17 BInFDIREEEZEDH S,
BRIk

4 ILYY Wilson 55 . B BE/INNEMIE., /8S—F Y2 Parkinson & . /S\—F 2V U EIERE . R R4t FF
&, /\>F b2 Huntington f& . M E MR MERAE . GM2 T T VAV R—S X GM1 AT A=
A, =—32-Ev%Y Niemann-Pick f&. L'y Rett fEIREE. INMEEE . MFBEHERSICHEIERMED XL
—7 MDA RN=T,
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<DYT27 PRF=7>

1. MAEGFLHE
20 A ETICEE., BRIEK., BEB. FORMME~DEEC A7 TRIET 5,
(1) BEER EE2ERBMER (LHER) GERFE 2937, IREIERF COL6A3. EEFEY . MIM

#616411)

(2) FAEFEHE /NE~BEAH
(3) $AE - TH

2. BRERAEK
BEEERD BFTE~ D ETMES RE=7 , Bethlem FREAA T 1. Urllrich XXMM AO T —EER—EIR
FEBTRET DI, FERELZND, ZEBRBEZEOD5EEH5,

3. BFRITERERR
HrZhL,

4. BInFLE
COL6A3 EInFNRMEREFRD D,

5. &AM
1)L Wilson J& . B HE/NNZETERE . /8\—F 2> Parkinson J&. / \—F UV UEIEEE . RERMEE M4t BR
& . /\>F 2 Huntington J& .. B RRFRMERAE, GM2 H T VAL R—S R GMI AT A R—
A, =—32-Ev% Niemann-Pick f&. L'y Rett fEIREE. INMEEE . PUFBEHERSICHEIERMED XL
—T MDD AT,
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<DYT28 PRr=7>
1. MAEGFLHE
TROA=7THREL. L. FE. O ERICHEKT 5, @R T, /MEiE. BFREHENLGERSES
RERd . FUTHAESREETERD D,
(1) Bk ER2EAEEER (BHER) GELFE 19913, WEEGETF KMT2B. EinFEY
KMT2B. MIM 1#£617284)
(2) RIS RE
(3) $EFE : B, AL E CLEBREEN T
2. ERERER
CAR=TTFERICIHFEY. SITHREE XS, Z0%. L. B, OEEEEEICH KT 5, EEEFIBALT
BHEREFERLGEDHILLHD, ZLDOBFFHRBROEK(HFE)ZHSMEVEREZ TS, LERTIEP X
ZTRBEDAN=THIREAEIY . EFHELLL, RESLUVEBRE. BEORN =7 BHEE.
PEIS - T OREEZRHD, —EBOBEETIR. ERRIKEESETT, NFE R TCEEORHENRZER
ZRDHE BEEQ/NEE. BEREHEITLLH D,
3. BFREITNEREMR
B2, INER TRBRITREEZRDHDHENH D,
4. BIFEH
KMT2B B FDRHMEELZED D,
5. #RIZH
4LV Wilson 55 . B BE/INNEMIE. /8\—F >V Parkinson J& . /8\—F 2V U EIERE . R TR 14 FF
&, /\>F b2 Huntington f& . i E MR MERAE . GM2 T T VAV R—S X GM1 AT A R—S
A, =—32-Ev%Y Niemann-Pick f&. L'y Rett SEIREE. M EEE . MUFBEHERSICHEIERMED XL
—7 MDA RN=T,
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<DYT29 £ AF=7 . mitochondriial enoyl CoA reductase protein—associated neurodegeneration: MEPAN JE{&
B>
1. WEEGTFEHE
INREARED DR =7 CTREBEREC AT HBEETLELEZRNEEZDEEETFS,
(1) BiaiRX  BERBARBMER (LHER) GEEZFEE 1p35.3, fmEE{ZT MECR, iB{zFEY) MECR.
MIM #617282)
(2) RIEFE - /DREA(~105)
(3) 48 A
2. BRERAEIR
6 MSCHOVWETICEEE AT REBE RS TTEZE 4D TR, 34 V0—X X BIHE), DRAXRD
7 . BERE MTREZRET . ZAIXHTHRHET, BRNADELLGD, BAEEEL. D=7
HIRER, LLEBELRAICRIET 5. — S TRIRZECERCRKES ZRY . MEEFI RN D,
3. WEEITNEREFMR
fidi MRI, T2 3&FRE§ TRINEERZ CREBRE XM IZSE5Z20 5,
MR ARHJMORIE—TEBE—INRoNzLOHBELH D,
HHERFTR CIXEEHEBELDETOHELH .
4. BT
MECREIEFDHRHIEEERDH S,
5. Al
4ILJ> Wilson & . B HE/NKEMESE . /\—F 2V Parkinson &, /\—F UV AEREE . RIEMERE SRR
. /\>F R Huntington J& . BHEBRRIRMEREE . GM2 TV WAL R— R GMT AU T YA R—
A== -EY%Y Niemann-Pick #&. L'k Rett fEIEE . INMEEE  UFHERSITHEIERMED X
=T DML R=T
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<DYT30 PRk=7>

1. WEEGFLHE
COREEE. 8D, BRAFRE . X ERODA=7 THREL. RRICEFUDAS=TISETT 5, —HDIE

fFITlE. BEQOMMES OB AERGE DHRRMETLRESIN TS,
(1) EEHER  EE2EAELEE (BMER) GBIEFEE 20p13. REEEF VPS16. BinFED
VPS16, MIM #619291)
(2) RAEFH: BEHICZ L, FH 12K,
(3) #EE - TH

2. BRRAEIR
A, 5. Bk&B, THER, ERRDORAN=TTRIEL. BRICEHILT D, HITRAZ—MTIIETSNDL, BE

~ P FEEORMEREES CRAERZRDHD REMIRNTODIEN S, SERRAREEN
HAN. RRA. RENTOERD/NII—23rhH 5,

3. HRIT EREFR
BEAR MRI, T2 E& T FMEEREBR DXL B, /MM ERZICEO RO RERO . DR E

MNREEINS, BEOKRKKNERILREONDIZEEH D,
4. BIZFEZH
VPSI16 BIEFDHRHMERZRD D,

5. #ERIZH
4LV Wilson & . BEE/NMXZETMRE . /S—F > Parkinson &, /\—F VU EREE . R R E S R

& . /\>F > k> Huntington & . R B BRARMIKE . GM2 T T VA R—2 X GM1 AT R—2
A, =Z—<>E'w%Y Niemann—Pick &. L'vb Rett fEIREE, INMEEE . FIRBAAERSICHESERED A

=7 MDA RNZT
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<EEERE>
Barthel Index 85 UL TZXHRET B,

BRERNE =t

BiL. BEEGEDEER ZEMNBRNICENEZDS 10
1 BF oM B (BIZIE. BT EUT>THALTESS) 5
=N 0
BIET A HiL. JL—F . YL ALDERELED (HTEILED) 15
5 BARyEA ﬁﬁ@%ﬁﬂ%ﬂﬁ%ﬁ%%#é 10
DIEH D LIEAEETHHMIRIZEANE 5
SN IEATTRE 0
3 mm B Ghm., B2, mEE, OIFHY) 5
= 5B (S AT RE 0
B (KIRDBE. BIEREZED . R—2T L EBLEZERALTWSIESE 0

4 LB ZTOEELED) _
BB, AEXZ D, KR, RIARICHBIZET D 5
MBI ATTEE 0
HiL 5
5 A& BB EFTEE 0
45m LA ED BT, HEE (EHEF. STREBROOFERAOFEIEMHT 15
N 45m LLEDITBIST. SITRDOERZEL 10
= HATTEEDIE S B FIZT 45m LI EDIRETTAE 5
L EELLSY 0
BiL. FIVLEEDFERAOEEIIM O 10
7 BEERER | MMXIEREEITD 5
N 0
Bi. . 07 RF— EEOEREET 10
8 B‘EEZ B, IZEMLTRRN, FRULIFENTITAS 5
L EELLSY 0
HEa KELL. wh. LEOIKLEATRE 10
° oL téfl:ﬂe%’-fwk Sl LEORIEWVICNEIZEET HELSD 5
LEELLSY 0
BRI KEZAL, RO EIRLE AT AE 10
AU EEICRERHY WURBORIFEWICNHEIZETHELSD 5
L EELLSY 0

KW HE N OV FE A3 B DTS2 36 1T % B IR
1. FABWNIHO D ERRIEIR, BRAERT REICB LT, 2 L

BB DOHENROEA I, W

NOFRFHO S DZHNTHE LI AR (272 L, SiERMORE 2 R ARERE TH - T, i

PAAREZR B DIZIR D),

2. JRRBRAMGTRICB T 2 EIEE IS OWTIE, WUREZEHO T TIRREMTON TV SIRETH

2T, HIT6 2 HR TG EVIREBZ EMIS W5 Z & &35,

3. 7B, SERORREEN EROEEE S T ELL EICEY L WETH L5, mBRER ke

5T ENMBEREDIZHONTI, EREROSIG LT 5,
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121 BXAIEKILE R A

© m=

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
S#FEZMEAE (BPAN) :NBIAS (FHMERMEEIR (BMEEIR) B T20— 30 MRITHRET HTENELY, R
FEEFARESN ., BEEFEMHSBEMEL>TOTELTLLREDTRTORRELELHNIELS
W= IRNELERBEEMEDRBLFOOITHESIHBEEMIE LM B IN TS (fl: pantothenate

kinase—associated neurodegeneration) o

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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5. %%
IR LS IR EMSE B RETHEDOREEZRL. TRTIRTHS. RIKOETOREIINALE
DEE.NABHRIZE->THATHY . REIWLZEBRDN ANBLETH D,

O EHOHEIILELE
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,

T M REERICH T HEBIERAEMEIL

MRARE EIRREREBLNIEREE 2— $BE-

[Pantothenate kinase—associated neurodegeneration (PKAN) D2 M B4 E(Ep EEREREICRIT 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,
BIZFEMZERITT REEAMREZRGREEDERGFIENICET ARSI 105 EETHIE,

AL E AR E BT DFBEEUTISRY

1. ZWOHTI—
Definite: N T AN DRE ST DEERIER. BHRFTROWT M1 DL EERD . A DBEEFEMICLYTE

EZESn-tD
Probable: NT N MDFREIZEHT HEKEK. EHERFTROWWIT M1 DU LZEZERH LM, EEFZEH X
EEDELD

2. BRI (NAEKLIEREEHEDE TORBITEVTEATREEE,)

(1) {REBIMERE 1)LV Wilson 5. Menkes J&. o fucosidosis. Glutaric aciduria I, Leigh BX4E

) ECHEMBRENEERE . #EtEAaA4F)RIZXFHE (Neuronal ceroid lipofuscinosis) . /N F b
Huntington ¥& . %A MR~ MEKSE

(8)YER— R : B —hexosaminidase A RIBJE. GM1—galactosidase RIBJE . —=— <> -E ¥4 Niemann—Pick
J5

(4)INREARE DB E/DINTEEEIKEH (SCA1.2.3.17 L) IR FZK - RERILAKEMHBIE
(DRPLA) . RERMEEMERTFRER 30 B BaMERER M =2 —0/"\F—IC E(HSNIC)

(5) B/ N —F Y =X L:PARK5, 6, 15 75&

(6) BIGPRMNTICET HFER

(7) I EEE

(B)MBEHRELGLEICLIEREIRN =T

(9)Lwh Rett fEfRE#
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2. KFKML NBIA DEIR (Hyflick [2&5) T2 54504

A: NBIAT (PKAN) : KZ#DAEMIT T2 B L. LXK B eye of the tiger sign 7R T o R BB RICH RV, &
WAMEIRIUEETRT , 8B ILREER> > BEETHLND, DRICITERERRTAL,

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

C: NBIA4(MPAN) ik Bk = RE~DKILE . NEIEER DIFEKEE

D: NBIA5(BPAN) :T1 TRE - KIKMIEES L105, KBRS <BEADHKILE, EEHOKIKEIL halo KREE
%,
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EREDBEEICOVTUTITRY,
<IN UBXFT—EEEAES MR LT 4SE Pantothenate kinase—associated neurodegeneration: PKAN.
% NBIA 1>
1. WEEEFEHE
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
N N—F Y Z X LA BIALMERERY  BEEN—F Y RELTRESNTLSES DA LN
Do
(3) EDfth:
PRRITE LTINS 10 A LIETNCRE T HAETHIENE, 10 mARITRELEITAEL 20 A
[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. R&EMR
(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, BIBHEG. ZESLHE_EICBE T HLELN DS, BIRT
AEMEGIZE T REELTIEERT D NBIA3, NBIA4, CO hFEEMNHEIN TS,
(2)MEER MIRES/\2— %7,
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(3) —MEREMR 8% DEFI THMAMEKIELRT

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

5. BAIKRE
r94J)LY> Wilson §&. Menkes %&. ¢ fucosidosis. Glutaric aciduria I, Leigh BXJE. O/ RYRIRFY
JiE (Neuronal ceroid lipofuscinosis) . 7/\>»F >/ k> Huntington ¥& . X HMIRMMIEKEE . S —hexosaminidase A
RIBJE . GM1-galactosidase RIBJE. =—< 2 -EYY Niemann-Pick 5&. /NEEAFAE DE AR /M 14 E Eh
K. R FAZL - KRB BRIV AR EHEE (DRPLA) | RIEEMEE M FE 30 & EEREM=1—0/\F
—IC B (HSNIC).BEEM/N—F V=X L BEUESRAMN=TICET HEEH. ROEEE., iEH
RELEICKDBRMESAL=T . LYk Rett SEIRE.
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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. REMR

(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. SBAlI&E
r94JL*) > Wilson J&. Menkes J&. a fucosidosis. Glutaric aciduria I, Leigh XfE . O/ RJRIZXF>
fiE (Neuronal ceroid lipofuscinosis) . 7\ F /> Huntington J& . #HfE A RRIRMEKAE. B —hexosaminidase A
RABSE . GM1-galactosidase RABJE . =—<>/-EY¥ Niemann—Pick &, /NEHAFEIE DRI/ M4 E S
KA. IR TRAL - R B BRIV A A ZHEE (DRPLA) | RIRMEEME R 30 B\ EEMEREE=—21—0O/NF
—ICE(HSNIC)  EIEM/N—F VXL EEECANTIZET HEERH. NMEEE . ER
ELEICKDERMESAN=7 . Lk Rett fEIEE,
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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, EEIFUBEB LU EEN . HEHRARUKA., ) 7HIEERNICERET 5,

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

(2) HAEERS: AR (EX 39 %) /NREARIELENTH B,

(3) A : INBA

2. BRRAEIR
BAREDEES, F-EPRA=TE1~20RICERD . BEORMEREEETE 45, HANBRIEXER
EEIH 50%. BATHES AR=7 43%. /8A—F Y =X L 15% T, BN\ XLPEEESR. EEIEENT
Hd. OTBEIAP_TORERHENROLNDS, BEO D AC=7 (LB R TR EEDIEIZIESE/H P/
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
SRS BRAEIRZE REAR0N

3. REMR

(M EEFRRE - MEITVFURERIFEALED B BEHLUBEOXMETETT 5. EEHLRTOXHE
TRMEIZT)FUREDERTIE 1/4 128BF 5,

(2) B MRI E{g : FAE R HAICIE R, B REBR . 5%, RIK. B8, KINERED T2 4B G 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
4)LYJ> Wilson %5 . Menkes J&. & fucosidosis. Glutaric aciduria I, Leigh FXJE . A/ RFYRIRAFUE
(Neuronal ceroid lipofuscinosis) . 7\ F > k> Huntington 5/ .. M HRFRMIEREE . B —hexosaminidase A X
$BfE . GM1-galactosidase RIEfE, =—< > -Ew% Niemann—Pick J&. /N HAFAE D BT 14/ M 14 EB) &
. BRI R BB IL A REHEIE (DRPLA) . RIRMEFE X FFER 30 B EEMEREM =2 —0/\F—1
CEI(HSNIC). BEM/\—F V=X L BEECAINTFIZETIEEH. NOEEE. BEARELE
[C&HBERMEDAM=T . LYk Rett FEIREE,
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<BFaVRYTERA 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. BRARIER
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. REMR
(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
4 )L Wilson 5&. Menkes %F. a fucosidosis. Glutaric aciduria I, Leigh IXJE . A EtOARKYRIRFIE
(Neuronal ceroid lipofuscinosis) . /\>F >/ k> Huntington ¥& . AR FRMEKAE. B —hexosaminidase A &%
$BJE . GM1-galactosidase RIBJE. =—<>-EYY Niemann-Pick /. /NREARIE DB /M EEESI K
i BRI - KRB BRIV AR ZEHEAE (DRPLA) . R MEXIFE 30 & SRR = 1—0/\F—
IC B(HSNIC) . BIEHN—F VXL ERECAMTICETHEEH. KOEES. BERRE
BEICKDERMO AT, LYk Rett EIEE,
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< B AHAMRIR 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

INREIZRIRIPE S E BN R B THRAL . BB CHEITEOES) - 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-EBILH D ABAITEDE

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,

Fam (L TTLVEW, FREDEHIFLIETHY . BHEHISHEMTH D,

e aff

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

KENBNZAVF T halo K &S, BRI IEHILL, KINE/ MM ITEEETH S,
(2) HIXFRIEMG X BIREE B ITHILE LR E %28 D, synucleinopathy {IE7<, EITTHE
KM FEAMEIZ tauopathy MR SNE, BIRRATIOAREEE RSk, THE. /5. fREKKIZED

%,

— BB RICEEMRTRIEAL,

4. BT
WDR45EInF DIRAIERERD D

5. BAKRE
4)LY> Wilson %5 . Menkes J&. a fucosidosis. Glutaric aciduria I, Leigh FXJE . O/ RFYRIZAF
JiE (Neuronal ceroid lipofuscinosis) . /\>»F >/ k> Huntington & . X HEIRFRMMIKGE. B —hexosaminidase A
RABJE . GM1-galactosidase RIBJE. =—< 2 -EY% Niemann—Pick 5 . /NREARIE DB IR/ NEEES)
KER . BRI - R EIKILAAZEHEAE (DRPLA) . RIRMEE X RE 30 & EEMEREM =1 —0O/F
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—IOCEI(HSNIC) . BEMH/N—F VXL GEEECAZTIZET HKEH. MMEES. UiFHRE
ELGECKDBRMEDCAR=7 . Lk Rett FEIZEE,
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<ATUHY AL A BHERI /N\VEREMBZEMNA Coenzyme A synthase (COASY) protein—associated

Neurodegeneration: CoPAN. Fl|4& NBIA6>

1. RRABEGTFEME
CoA £ & RLICEE LTI 8% iL &t ZE M4JE T NBIAT: PKAN CLEREIRIEAVEEILT B, /NEREARIE D AT
[EE. RAEEEEETEH IR TERE R T . RRETHETHS,
(1) EEHL BEERBEER (SHER) X GEIGFE; 17q21.2, IFEIEIRF COASY. EIGFEY

[& Coenzyme A synthase, OMIM#615643, #615643)

(2) i Fthn ; /NREACE 2 %)
(3) 48 ; 7~ HA

2. BRARIER
HITEETHREL. BEREFTZHSOTHEDAN T HRE. BROCASZ7 R TOFREERSE
KCHBRMEZ1—ONRF— BARREEETGCEERN D, BIRETHE

3. REMR
(1) B MR : T2 EHR TR EBRDRBRIEA AN D, CT TR TIXRBEEKOARILLIEHIN TS,
(2) HBREEMR B TREREREICHOND,

4. BT
COASY BInFDIRHIERERDHD

5. BAIKRE
4 )L Wilson %5 . Menkes J&. & fucosidosis. Glutaric aciduria I, Leigh FXJE . O/ FYRIXF
JiE (Neuronal ceroid lipofuscinosis) . 7 \>rF >/ k> Huntington & . X EIRFRMMEKGE. B —hexosaminidase A
RABJE . GM1-galactosidase RIBJE. =—< 2/ -EY% Niemann—Pick 5 . /NREARIE DB/ NMEEES)
KER . BRI - R EIKIL A A ZEHESE (DRPLA) . RIRMEE X RE 30 & EEMEREM =1 —0O/F
—IOCE(HSNIC) ., B N—F VXL BEUCAZTICET & ERH. HWNERE. MR
ELREIZKLBEHRMEDOALZT . Ly Rett fEIZE
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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 FEULEXRITTEHENH D) MR . HIEAERE 3 THET D, BRAIZSZLY,

() 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.

(B WEEEREME: 93%DEFHTRONDD, HAOFRI-NEIENZL,

3. REMR

(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
SHFBDBHREITIERT 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, "7 JL*/> Wilson & . Menkes 5&. & fucosidosis. Glutaric

aciduria I, Leigh IXJE . A1 KURIRAFE (Neuronal ceroid lipofuscinosis) . /\>F k>

Huntington & . fH{Z B RFRMMIRAE . 8 —hexosaminidase A RISFE . GM1-galactosidase RIEFE. —=—< >+

Ew% Niemann—Pick J&. /MNREAFAE OB /MNTEEBN KR KT - KRBV AEHEE

(DRPLA) . RiEM X e 30 B EEMREM—2—0O/AF—ICHE(HSNIC). EmE/N\—FV

XL EBEECPANTICETAEEE. RO ERES. MBAHRELGEICLIER SR =7 ., Lyb

Rett fE %3,
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<PEMER/KERILEE R BIZFSHB L MSE 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. EREREEIR
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

FEHREMEEET D, EEEES. BTESHTRI,
HSP35 (X FAHN ORED—DTH 5,
3. REMR

(1) — MR ERFT R - B #E T granular histiocyte ZFBH D,
(2) B MR B FT R : T2 SREAEHE TREBRDRBAILERDO S, REITHEENKER T HLEDEL, B
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