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FRADMICAWAREEEL., REMASICE LT, SWIE LICEBRoRENZVESICIE, W
NOBEHOLOEZRAWTHLELEZ AW (L, YEERORBA T TEBEERS Th- T, H
RAlEEA2 L DIZERB,),

. RS ISR 2 EEESBEIC OV TIL, BULREFHEEO T CIEEMTDA TV SRETSH

2T, L6 AHTRLEVIREXEMIH T8 T35,

LB, SEROBED FROBEEESRE TEULICBY LA2WETH L, BRRERLEERTS

ZEBUBREDIZHOWVWTIL, ERBHRONS LTS,
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SR EANEIREE (CMS) [, HEBHBEESH S FOERMEREBRUKEEEICEY. HAEKTO
BESHERTIEERETH D, 2023 £ 9 AKXKETIZ 36 BEDEEFORUN TV BEESNTES,
BT TREE - ST TREREREE - R T TRAERICKSEINSGD . KO FBOEZELATHADR
BLZ, T, WE-BRKRER CARICIECT 14 BREOREBICHAEIN, AOv—0fRELLT, MR
TEFLA)OZRRREE T RO—F ¥ RIVEE 1T 07 —AMF v RIVEERR I T#RRT7EF/L3Y)
VIRTI—EREEITHEHESHB T FTILAFREBITEXRYE Lambert-Eaton i NAEIREE ITHE1L
BRREINBITONDS,

2. RE

RS THEZ I IZHDNFDSILDO 12NN FEI—FITHEEFORINEEEELRELD
CEICEST T RLBEDRFEESAIENTELRD. HAWEZED N FARERFOHAEZR-E1<L5
CENRETHD, REELGDHRES FITIL. 36 FBEH(AGRN, ALG14, ALGZ, CHAT, CHD8, CHRNAI,
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BIEEATHS,

3. fEIK

ZLOBPIHENT, BEBERISHKADE N oY, BEEZRS ALBE UV EVSBEDFH HET H
o, EEEEDI-OICATFRFNIDEICGEHIEVSEEDOHNETETRDHONDS HEBEEZOINDS
DIERD VST ABRRL. $1DREICEE. FRMATHNET O BT SIS ONTH AN BLL5HE
NERD D, FHEAEKICEDHNDETOBHRNES) (FRIPIEFHANBONFRICESEFH DL
155, )AL TIFEL, TLABZLICH AN RLLIHEETNROOLNDIILLE L, REEZTZED
BIREORESEITRERDHDFEELH S, PLEC-CMS, GMPPB-CMS, PURA-CMS, TEFM-CMS M &5
(IR E SIS DI IRDRTRIZILS CMS FEKDFEICR OEIKWVREELH D, ZET L. REGESD
FEEOAREEMOLLEN, HEBERO—BHLEHNETZEOT2EUTICAOIDMENERERET
BIENZVD, RO—F XU RIVEEEFHICBVTIERAREDEEZ WL, £z, OZDOHENEH 12
Y. MEOMFENEMN oY EWSER/NTFHEAC. BEOHERERHLILEZL,

4. BEE

CMS 2L CERRI SN =ZEHFTFELLZ VLD RIS TEM L ERINEFEET 5. AV IR TI—
EH|, OTITFTIDUBA-CTI/EYTSU) . TTIR) Y HILTBE—)LIEEZLD CMS fFREIZET
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CMS TIXFEELRFMERAMNREINTND, Tf-. RO—F v RILEEEICHLTEFZS U0 TILAF 1
Fo . FR)DLF ORIV ENEIZRLTT RV SIFREERT 5,

5 F#&

ETHEGEOIERIEBFETHIENZ D, FRFDOHHETOREFTECHESITFREHZEDH LT
EDHY  FHICHEERTRAEBOREITKROSN | 2LIRBATEAEIEE O R E &7 51 6O BEAR BT
EZA—HDDETHD BTEZICKIBWEMRICEIENDVETHD, BRFHOBRNICKIEHAIZE
BHY. BEICKHCTEMICKDBENDLETH D,

O EHHEIHELEHE

1. BEH
11 AN (2021 EEFHETHIREIZELD)
2. RIRDHELE

THGEGFOEENTEINA TS, )
3. MRMAERAE
REESL (ARABEEEGL, )
4. REIDEE
B (FFIREE, REREMAGELELRABELTET D)
HY (ARMODHEELEEHY., )
6. EfEESEE
Barthel Index Z#FL\T. 85 MLUTERRET S,

DR AR SRR
REKEE RILREAZRELRIRN - BENHE K8 FAEE
FEHMEE BEBRPAFRESRIRH HEREHESY K8 KHRA
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<EOBREZE>
Definite & Probable ZX& &9 5,

A fEIK-ERERFTR

1. ERHAET

2. BB ZES S

3. BHAIERR

B. REFR

1. M7 EFILa) o ZEFRRENE
2. 1 MuSK $ikpEtsE
<BEZLIE>

EEEGLVICEEEREAERHRICSIEAHEDENLNDRRRE
-EHEEREAERMICSIESHEDEMAERR R

C. BzFMRE

1. B & EETF DI RHICRIE ST 19 iE{=F(CHRNA1, CHRNB1, CHRND, CHRNE, COLQ,
AGRN, LRP4, MUSK, LABM2, RAPSN, DOK7, CHAT, SCN4A, GFPT1, DPAGT1, ALG2, ALG14, PLEC, PREPL)
DIFHIN) T DREE

2. LITF® 17 i&5F(CHD8, CHRNG, COL13A1, GMPPB, LAMA5, MYO9A, PURA, RPH3A, SLC18A3,
SLC25A1, SLC5A7, SNAP25, SYT2, TEFM, TORTAIP1, UNC13A, VAMP1) DRI/ N 7 FDREE

3. (2024 FLIRRIZEFRFM S CTHRESN ) AREGE A ESHERTEZHALBIFRELRF DR
B\ T RDREE

D. #AIZH

1. B E NAE

2. FRMEIA/NF—

3. oA T4—IE

<gWohTIY—>
Definite: A1, A2, A3 DWLNTNMEFERSH . B1 D B2 HhD Cl Ziifif=d
Probable: A1, A2, A3 DWL\T hMEFEH ., B1 hD B2 MD C2 =1L C3 Zimf=¢

*RREEGEFIEBFRIESNTOSENRREN S, BEMEERTH-HIZCIDERZRITTLS
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<EEERE>
¥ BERY T : Barthel Index
85 MLUTZXMRET D,

BEAE =8
BHi. BRELGEDEET, ZEMNBRRNIZEREKZS 10
1 BFE AN (BIZIE, ENTEY>THALKLTES) 5
29 Bh 0
SN Bi.JL—F ., D9 RAMDEELET (HITHILED) 15
T T | BEOBANBXEEREETS 10
2 bBAYEA ——
EAZEIITTRETHANIFIX 2B 5
DIEE
2N BIXIETaTEE 0
L B (G, BE, mEE, OIF#IY) 5
3 EA
M BIE XA EE 0
B (KBRDBRE. BIBREET . R—2T L EBLEEFEALTLSIESE 0
ZFDEBELED)
4 MLENME . , -
MBI, REXZ S, KR, BIBKRICNHBIZEEST D 5
MBI IEA [T RE 0
. HiL 5
5 AB
AN IEFETHE 0
45m L E DT, HEE (EHF. STHRIEIBRO DERADOFEIMHT 15
6 B 45m LU LD BISIT. HSITHROFERESET 10
. ST TEEDBE . BATT 45m LLE DERIEFEE
EE2Lst
B, FFYLEDFERADEEIIRHEL 10
7 BEEFRE | TBXIIEREETS 5
T gE 0
Bi. $t. 77 A F—  EEDEFEREED 10
8 BEEZ ER B AZEMLERN, F 2L EFBESTITZS 5
LEEE LIS 0
KELL, TG, LEOIRLEETEE 10
BefEa - - .
9 a1 EEIZEREDRY. wha. LEOTIRWNNINBZEETIELED 5
EEELst
KL, URFRESD R ATRE 10
BERaVk
10 a1 EEIZEREDLY . WRBOIIFEWNMBEETIELED 5
EEELst
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SR FEUE K OVERE FE /p B OIS IS B 1 B B B T

1. R4 2RI D ERARSER, *ﬁﬁ)ﬂﬁﬁ%’r ZBAL T, BMrAE LICRB DO HUED R WIGAEITIE, W
NORIO L DOE AN THZELI X2 (7272 L, YR ORE &2 R T ERIERECTH - T,
PRAREZ H DITIR D, ),

2. 1BIRBAAL IR 2 HAEE S FIC OV CIE, @MU R EFEEO F CIEEBMTHhIL TV DIRETH
ST, HIL 62 HE TR EWVIREAEMIHET2 2L L35,

3. B, SEROREN FEROEEE S C—EU LY LW E T L0, @R ERZ T 5
ZERRERLDIZOWTE, EREIMROMRLE T D,
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25 ETIEZREERERE

1. =

ZLDONITEBRREELTNS ICRUF—TVAMILAD, REAIETLIKR CTRAIZEBITLTESHE S
DR REETETERETHS,

AL TOETHESZ EE BB (Progressive Multifocal Leukoencephalopathy:PML) DEEEEELT
(F. MZRZREHESCRBRR EEBRN LS HV BEELGEDH

FRK TlE PML O EBRED Z<E HIV BREEMN G HDHH(§ 85%) . RIBTIEZDER KB ILELEM
ZIRIZH=5ERTH5.

JC RYA—T VAL ADMRELEES - NREITEIY . RADRAREERFEAON 80%EETHL.

2. &R
JC RYA—T VM ADHBREIEIBIERDIZEENZL TOREICEHOESE LREICHHRREEL
TWBEEZLNTHEY . BEATHRPIZ IC IMILREETF DNA #RHETES, F1=. BHOKRMEM B
HREPIZEOMILR DNA A EN, BRFRBRELTODIDEEZON TS, N DHREICHHR
BEELTULS JC RYA—T VML ADBEEEARDRERE HFICHEMERERS) ICEYBEEMHEIN.,
PMLZRIET 5EEZDND,

3. fEK
PML DERRIERITHERBTHAI L EMI1ZRRLTEHE THAHN, KKEoNHHFEERK E 7 RRE - AL
R - DA REIRE S - K- AR ERLETHD. TDER. MIRERDBELELICHERKE - BEIEE -5
TEE - THEEED NMHEMRE - KEFLENMDY  RNEREICEDZENSL,
FrOARICESREBFREICKYPRERRAD JC ML AHRORERIGMNRIY. AENARIC
BRERK(RVEGRAR)DEBELZRLIEZENH D (RE BB EEEH (immune reconstitution
inflammatory syndrome:IRIS) ),

4. BEE
JC RUF—T I/ IILRIZx T 245 EMAAERTEL, TD1=H . PML DARBRISERKEBICHESRERE
BTZEEEELEBIETIENTRELGS, DFY, HIV-PML TIL cART &%, JE HIV-PML TIXIRRA
FEHI DI P MIFR BRI LD ENZAEF DOHBRNTHND, DNA EREEFEREEZPLELIZIVAILR
BEOAUE—TJ1OVRERBRKRT JC RUF—IVAILRIZALNHREAHHEDIET U ALRIL
DOEVHARBRE(FHEV BE ISVT7OARBETHLIATAXU PRSI DFITHIIILATEL LB
S ELHY . AEBOHABENSILHONIEFBIEZ TETLS,

5. %t
—RIBEMNS B EMTHEITIEIN, AENRCEEDRENDORELEICLYETALEFY ., E
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BI255LHD HV ZERERBLL- PML OFRAFHREIL 18 £, TOMDEREBLZEREREBELLT-
PML [ RAFHBAIMNALINTHY AT FENEREICENVEETHS,
O EHHEICHELEE
1. BEH
100 AK#H (BARVEIZELD)
2. RIRDOHE
FHUC RIA—T VML AOBEEENREBIN TS, )
3. MRMLAERAE
REEIL (BRAREEIEGL, )
4. REBDOEE
HEGETHETH D, )
HY (ARVMOZEHEESHY, )
6. EfEESEE
Barthel Index Z#FL\T, 85 MLUTERRET S,

(A AR USRS A L R BT BRI
FEKRE BIFRRREADING SEERFEL 4— AR BRAEH B B SHH
RHBE WHRTTBEARRBIARRE RHIBARE NeEnE BEER =% B8
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<BHREZE>

Definite, Probable &EE2BiENT- PMLZXRET S,

R1LK 2 TEWHBENERLDIESIL. CHEENSVLOZEERRAT S,

& 2 O Probable THRARHE LVERFT RICLVMMDEREBERIN TEIIH AT definite £F 5,

A fER-ERRFTR :

BRMETEDKE THD, & Z (ADS, fufEHl- fEIFIFIREGLE) D BEELCEYFHEF (F2)X
RTIVIFIRTE)VEERATOBEICRREL, MAREASVAVNEAREDLH D, - BERMARE NG
EDRIERGERE . FIERELTHRE,EEXRRE. RAMEEEE . KFE. GAES. RERRE. Mk
NG E SHLGPRFREREET D, WORDEE. UM ATRBMERESKEICESD,

BRREMAR

1. BRIHIEEE MRI/CT FT R : BEICKZEBZEDLLEVK/NTRE., BEHEDREINKRE
REDREICIEMRI ARLERT. RNERABEBE-FIATL-RETHELGEDBEREN TR THS,
REIEX T BRAEGRTEES. T2 RAEBRU FLAR B TEEESL2ET 5, LR AEG TIEHLLVE
ZIEEEBTEREL. ALVREIEESEINZ LGSR =D VUV IROBEEREEZET HIEN SIS, AR
)=y LR BRIEREMEERBET HH. ENITREDRZICHERHDELH 5,

2. fx&BE& NS PCR T JCV DNA A& H

RORICIIEED LD H D, BBLLELIZBEENTEDIDT.PML DRVLHLHNIEERET S,

3. REFMRE

B4R X (£ 12 T Hr R BT R (a)& JCV B2 (b)ZEEFA

a. BBER.EARICHAKZET ST IVTHROEFE. 7AMATIT7OREG. X7/O77—2-2505 70
HER

b. JCV DNA, mRNA, 2 /\VE DA I EFIEMIRICE SV ML AR FDREE

E.$2 A2 H
HEKEDEMNZHELTTRNBTHEC AT —HEDRBEEPEFEETREDAILA(HIV) IKEE. Y4
rAAODAILRA(CMV) I REEED B D, LHL., AIDS % E PML ALK B 5N AHBREIZIL. LIZLIX HIV BXE+®
CMV MR ENEHT S,

& 1 ERIRRIZ TR E (BRERAE K - ER - IN B RER B L UBRN W ED)

1. B2METHED K

2. BRPYFEEER MRI/CT TR BEICRZEZHEHLLEVKITRE., BEEDREIEE
3. IXNEFBERN DS PCR TJICV DNA AR
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4. BEREEZS-T tREBEZHRRMICERNTES,

K2 REZFNREICKDIZHESE

1. BRNGREZHAR - RER, EXLZEETHF)IToROT)T7 FREREEETHT7AMOY
1rDFEE

2. RERBEZE-IEFEMBAR RELAIZED JCV AV NIEDIERLLITIEFIEMEEC LD
A ILARFDRFEE

3. ##ZERALV-JCV PCR: #3115 JCV DNA MDEEER

FEZWohTd)—
Definite 1: &R 1D 4BEHZHE=T .
Definite 2: 20 3IEHZH=T .
Definite 3: R2D1EZwmI=-LHIMDR2MD 2 F-IE3DEELIEiE-T .

Definite 4: 2D 1Z&E-ULHMDKR 1 DAZ%E=T

Probable 1: & 1 M3MD4%&E-LMD1HBANE2DELLIEHT=T .
Probable 2: 320N 1 @=L D2&3% =S40

FEICBVT, JIgiRHY (BRZEERF) XTHRIDBERIOABE,
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<EEESE>
HRE RIS : Barthel Index 85 MU T ERHRET S,

BRERNE mE
Bi. BBELGEQEET., ZEMBERRNICENEZS 10
1 BFE AN (BIZIE, ENTEY>THALKLTES) 5
28 0
SiEFh Bi.JL—F ., D9 RAMDBELET (HITEHILED) 15
T T | BEOBANBXEEREETS 10
2 bBAYEA ——
EAZEIEATRETHAMNIZIZE B 5
DFEE)
SN EATTHE 0
N B (G, BE, mEE, OIF#IY) 5
3 EA
MBI XTI T AT RE 0
B (KBRDBRE. BIBREED . R—2T I EBLEEZFEALTLSIESE 0
ZFDEBELED)
4 +ALENME . ; -
EANEy. hEZZ D, KR, RIERICNHBEIZETD 5
MBI IEA [T RE 0
. =hva 5
5 A
ERA MBI T T AT RE 0
45m L E DT, HEE (EHF. STHRIEIBRO DERADOFEIMHT 15
6 B 45m LU LD BISIT. HSITHROFERESED 10
T
HITREEDIS S BB FITT 45m LLEDIRETTEE
EE2Lst
B, FFYLEDFERADEEIIRHEL 10
7 BEEFRE | TBXIIEREETS 5
T gE 0
Bi.$t. 77 A F—  EEDEFEREED 10
8 ®‘EEBZ ER B AZEMLERN, F 2L EFBESTITZS 5
LEEE LIS 0
KEZLL., 7. LEOEIKRLEATRE 10
BefEa - - .
9 a1 EEIZEREDRY. wha. LEOTIRWNNINBZEETIELED 5
EE2Lst
KEAL., UNRZRDEIRLE AT RE 10
BERaVk
10 _ EEIZEREDLY . WRBOIIFEWNMBEETIELED 5
EEELst
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Karnofsky score

BEDIKE A7
1. E&E RBICHTHIEEDRANGL,, EBREKRLL, 100
2. BUVERIKGER [EH SN, EEEENAIRE 90
3. MEYBBEKRIERH DM . BHLTEFEEE AT AE 80
4. BRBEBOHEEITELN, EEOFH - FETHILIETTHE 70
5. BRICWER tﬁt%é# BANENLE 60
6. ERZEZERBL-BEXRVEHNGERITANDLE 50
7.ﬁwisﬁm&E$&UE ENNE 40
8. £2<&+9 . AR BEFLAIEIEELESTLVELY, 30
9-EEICEE. AN BETHE NG EENDE 20
10. FEEALUIEL TS, 10
1. 5 0
P HEE K OVEE OIS IC BT D BB F I

1.%%@ _%wéﬁﬁﬁﬁ\ﬁﬁﬁﬁ%mﬁbf DWEYE FIZRRBEOBLEN e WA, W
NORHO L DZANTHAELZ R (7272 L, SRR ORR 2 R RERE Ch - T,
RATREARR B DIZIR D, ),

2. IREBIAZIZ T HEIEE SISOV T, BUREFERO T CTIRENTHOIL TV DR EE
ST, HIL6 2 HMTHRbEWVIREA EMHET2 2L L35,

3. ek, FEROBEN ERLOEREESFE C—EL LIZEY LnETh L0, BERER LT 5
ZEPRER L DIZHONWTIL, ERERONG LTS,

'x:mh
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1. =
BAUHNIFATERINDEGEFHREDHRM, HRMICIEDLEIELIDDERLGIEENEENDES
NTLED, CNETOECA, KBTIV EREAHSIEMEIA/NF— I (EEBARBEER (S
BR)) [ EFRIFNF— [ (RREARBEER(BHER)) . [IRREEEMREIF;/NF— | (B BRI
B (BHEEER)) DIFERENPDELTHRESN TS, WITNIEERFBICEVWTERINZEETHD,

2. RE

MEEYZRZFIRMEBIA/NF— L. D7 IIVBEERRROERERETI—FT 5 GNEERFDS
AU RERICKYITIVEEE BREENME T T HIETRIET b, [ ZFRIANF—1F. RFEEHF RO
T4—2B BLREILL, DYSFEEFDERICLDFHHIREEICEZRISIEREC ATV VD RIBIETH
5, 0, TIREEERGBIA /NF— 1O RRELFELT LRPI2, GIPCI, NOTCHZNLC, RILPLT @ CGG
FITLYRJE—MERAEIESN . RFBIZH T HMREEERCLESA/NNF— 15O KF D, LRPI2, GIPCI,
NOTCHZNLC DWW E—MBERZEH T 5L MESNT, F=fZL. TIRHEE R EIIA/NF—1&
FHENSH O BIIE, ERICIE. BRKRFREFMNICFEL T HREERFHF OO T —ICBEL TS
1H5,

3. fEK
MGEY ZERE SR RIZA / SF— 1 10 REF ~30 REFITHITTRIEL. B BHEFCRUBR
T EITTIEEMFHLEIND FEZMNICBRIRYZEROBREEHET S5, T=FBSA/F—11E.
10 REBEF~30 REBFICHRAEL. EICTRETHENBININETTIEAMFLRIND, REFM
[CIEFR iR DRI - BETEIEFETHY. IE CK ELNBEIC LR T 5, TIRIBEEG R4/ S F— (.
BERAG~ZEHICNTTHRAEL. REETE, IREBEE . WTEZICMA T HICTRE=EHZ
BIIANF—%ET 5, HREFMIZEBRMYERERDD,

4. BEE
R &29ME ., £-TRREEEM RS A /N F— | CIXEE T EE (L LB MRS IR LT, RERE

EETI,

5. %t
HITIEE . BETES. SRR ENELD,
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O EHOHTEIIBHELEE

1. BER (SN 3 EEERZHEILRFIER
294 A

2. BROHE
THGEGFEENTEINA TS, )

3. MRMLAERAE
REEIL (BRAREEIEGL, )

4. REIOBEE
VE(ETHETHD.)
HY CEM R IF /F—ZME %)

6. EfEESEE
Barthel Index #FALVT. 85 MU TEXRET S,

O 1R
M& A H#AMHREICE T HAEHRE
HRARE RAXZREREFZARMGEARE &R FAES
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<BHREZE>

DR BISA/NF—IMELE

Definite, Probable ZX & &9 5,
BREBIANF—ELTTRORERELZED D,

(1) ZWFRIANF—

(2) WY ZEREFS R EIZTA /3 F— (DMRV/GNE myopathy)
(3)BRMHEER M B I A /N F—

(4) ZDMDZERBIZF /AF—

(1) =378 H4 /S F— (MIM# 254130, Miyoshi myopathy, Distal dysferlinopathy) 22 & #E
@2 HTIC A A

A. EREREISFE (a ™D b ZEiT=9)
a. BRBARBMER(LHEER) XITMSEHE
b. EITHDHAETRUMENR: TREDMHE. FICHEHRNRSND,
(UWTFIESE/mMR)
-FAEFERRE 30 METIZELY,
ETITNISERHOHETHAEIRT S,
- St ER THRMEZ L (=121 fibrillation potential ¥ & iRl MUP M RHLNZZENH D, )
- HATRIETR R AN SE CK EAYEE S E (1,0001U/L LLE)ERY,

B. dysferlin M5 (a X% b ZiE1=7)
a. dysferlin RIB (BRHREZ B XTI RELTOYMEHT)
b. DYSF (dysferlin) B FDREZREE X IEENTOESHER
(LLTFIESE/mMR)
-CD14 (5 / Bk DD = XA T 0y MiEHT T dysferlin K18

ORNT REKR
i PR 55 7
RGIHERLEAMOBHEER (hOEREEIANF—FED,)
- HIERERE
TR R R
DO ARA T —
- BRI %

@D ATI)—

Definite : A+ B% i 1=9 5l
Probable : AZi#T-9 A . BINEHEIN TLVELVE
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(EE£FHEEE]
<EBHREZE>
Definite, Probable ZX & &9 5,
BREBIANF—ELTTROBRERELZED D,
(1) ZWFERIANF—
(2) BIYZEREHEIEMBESIA/NTF—
(3) BRMRBE =L R 24/ NF—
(4) ZFDMDZEFBIZF /A AF—

1) SRS/ F—

A. ERFREHREY
1. BREAKENER (S HER) XITMES
2. EITHOHAET RUHERE: FTREEGE. FICHES A REND,

B. REMR
dysferlin I8 (BHHRELZERIIV TR T OV MNMEHT)

CiEEZHBRE
DYSF (dysferlin) B FDREESEXIIEENTOESUELE

D #AIZH
Fife PR PO 255 A1
SR HERLEAMOBER ORMEIANF—ZET,)
-REER R R
Jm R 2 R 55 A
fhDFHT RO T —
- SRR %

<gWohTIY—>
Definite: A1/MD A2 ihD, BET=Id C Ziiif=L.D #4 TES
Probable: A1MD A2 Ziif=-9 M. BEXLU C NEESN TLVLY

<B&EHIE>

-RIEFEHIL 30 METIZSZ LY,

ETTNISEFHOH AETHAEET S,

S ER TRRMEZE L (F=1=L. fibrillation potential B IRIE MUP MEBHLNEZENH D, )
- AT ETREASRE A1 IMSE CK [EANEE S {E (1,000IU/L Ll E)EFRT,

*CD14 G/ BRD ™I TR AT Oy MERT T dysferlin X8
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(2)BHMYZRAEESEFEIZF/SF— (MIM# 600737, Distal myopathy with rimmed vacuoles : DMRV, GNE
myopathy*) 2l & #&
@ ZHNICH ALEHY
A. BEFRAJHES (a M™D b Ei=T)
a. BEBAKBMER (ZMHER) XIS
b. EITHDHNWETRUFHER AR EHOABRERSE. KNEHNMREINDH ., KEREEERH T
LR =N,
(UTFIESEmMR)
-RIEFEHGT 15 MHD 40 METHEZLY,
-5~20 EDFBTHITTRELLEHIENZLY,
-B&Z 9 EDFITHME CK EIXEEMNSEESE (1,5001U/L LLTF) THD
SR ERITRRMZEL (1=1=L. fibrillation potential YOS #RIE MUP ANEEOHHNZZENH D, )

B. AR R (a Zi1=9)
a. IV ZERIZE D FR IR
(LLTFIESE/mMR)
BERORIERIGEEDLEL,
-FERHERD B-TIOARNIEE
-HRHEROIE X FUBEE AR
- FRERHE N D p62 BETEERSRIK
-FRIRMERN DU ERIERD
(BEFEMBIZCORXIITHMBERD 15~20nm D 715+ MK A 4K (tubulofilamentous
inclusions) M fF{E
C. BIzZHERE
GNEBIEFOREZRERX(IEE~TORELEE

ORI REKRE
B PR B 85 )
-EUHERLGIMOGEE MOEMEIANF—EET.)
- R IR IR R
FRIEF A5

-BRYZERERTHOIF/NTF—

@D ATI)—
Definite : AX [EBD Vgt —AZiif-L. ihD C Zimf=3+td,
Probable: A+B% -9 4D,
* DMRV XI[% Nonaka Myopathy [LEFREIIZ GNE myopathy &E#i—IEFR T BENZEHEH S (Huizing et al.
Neuromuscul Disord 2014) A%, RZMTEER(CIIRLBERAIN TV LIFEFREHH LT,
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(BEF@BEE]
2)BRYZEREFIEMESA/NNTF—

A. BERREIEE: 1h D28 =T

1. BFEAREBHER(SHER) XIXIMFE M

2. EITMHOHHETRUHER FIREHOREREHE. KNEHINEINDIH ., KERUEERH XZLIE
R-n3,

B. B4R
fZERY ZEREE S ER R

C. BEzFMRE
GNE BIZFOREESE X IEE~ATOESRETE

D &Rl

F PR A0
B HERLBOBHES IOBMBSE (F—28T.)
RIS

LR

BIYERERT DI F—

<sHOATI)—>
Definite: A1MD A2 Zifit=9 . L LLIEBZE-L. ™D C Ziff-L. D Ao TES
Probable : AA1/MD A2 M DOBZ#ET-L. D MR T3

<BEFE>

RIEFE L 15 MAD 40 ETH SN,

5~20 FDFBTHITRRELDIEN S,

‘B EE 9 OB THE CK EXEEMNSEESE (1,500IU/L LLTF) THS

S ER TRRMEZE L (F=1=L. fibrillation potential = IRIE MUP MEBHLNEZENH D, )
CBEEERUORERSEEDLG,

-HIRHERAD B -TIOCRIEE

-HRERNOIE X FUEMEE AR

R ERHERN D p62 51 R ERIK

-FRIRHER DL

(BFIEMBEICOBRITHABERND 15~20nm D T4F42 MMEE ALK (tubulofilamentous inclusions) 0
"7x®

*DMRV X I& Nonaka Myopathy [XEFEAIIZ GNE myopathy &ffi—MEFRT SEIEH S (Huizing et al.
Neuromuscul Disord 2014) H%, REZ M EZER(CFREBASN TLSEFREHEELT=,
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(3) BRMABAE 1 B =74/ $F— (Oculopharyngodistal myopathy) S B &%
@RI H ALY
A. ERERRISF
a. REE T EFRIINRFHFME B LI ZOEA)ZE2T 5,
b. ETEE-BEREELET 5,
c. BUBMDHNET HEHERT 5.
(UTFIESEmMR)
-BRRETETHS.

-ELEARIEEG (BHER) OREEERHEELADH D,
-M;E CKIEXEEMNSEBESIE(6 MABTAAECES 1 EIX 1,000 IU/L LLTF)
- #tF B R TH R Z L (fibrillation potential X°& IRIE MUP MEEHHNEZENH D)

B. FiERATR
a. BRYZRZEZHSIHRMEOEFEAEZ-ITHRERD p62 Bt READFE
b. BRD/NALRMEDTFE

CEEFMRE
a. LRP12, GIPC1, NOTCHZNLC, RILPLT DL AT 5 FEFIEREEIC CGG YE—MERM AN
%
b. PABPN1 @ GCN JE—MERMNALNLZL
ORNITREKE
Fifa PR 882
-RUFHERLEAMOBER ORMEIA/NF—EET,)
-IREETEE, SMEFRE. BT - B EEEEE 54O MEmHZE R REEEHDAAT+—(OPMD)
@14 EST ISV IR 57 AR AE IR B (CPEO) . e XA B NAERSE . EREFE NG L) IRIBF RO A
FIY EREE =IO FH K E (OPMD, GNE 274 /3F—_ VCP BEIF /N\F—, HAKFHXEL)

@ DAHTI)—
Definite:
ADBEERFTR D55 1 DLl EE C-a &iEt=F
A DEGERFTR M55 2 DL EE B-a, C-b &= 7
Probable:
A DERFRFTR M55 2 DLl kL B-a F1=1& B-b ((LLIEZEDMEA) ZiEf=7
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3) IRIFEE =L B S /A F—

A. ERPREOHRR
1. REETEFIISNRHHRE (LI EDWA)EET D,
2. BTEE-BEREEET D,
3. BUFHDHNET -HEHREET 5.

B. BhEBRTR
1. BIRYZEREESHBEOEAETITHIREARND p62 B RERDTELE
2. BEHONALRHOELE

ClECFHRE
1. LRP12, GIPC1, NOTCH2NLC, RILPL1 ®W\F AT 5 JEEFNERFELELIZ CGG UE—MERAHLNS
2. PABPN1 @O GCN JE—MaEMNAHLNALY

D.# Al F2
Fisa PR 4 885 31

-RZMHERLEAMMOHEER (OBREBEIA/NF—EEL,)

-RETE.NEHHRE. BT -BEEEEELL535t0MRHEE (RREEH RO T—
(OPMD) . &M #E TS IR A FREAEIR B (CPEO) | SE R A E NAEIREE . EEMBENELRLE) REZNE
Al

BERYZEEES =T thD R E (OPMD, GNE 24 /8F—, VCP BESA NF—, HARFHRLE)

<gEHohTI—>

Definite1: ADSH 1 DL EE C1%E#ET-L. D MBS TES,

Definite2: AD S5 2 DL ELE B1E LU C2%#T-L. D BB TES,

Probable: ADS% 2 DL EE B1EIE B2((LLIEZDMEA) ZifL. D H RN TES,

<BEBRIE>

-RIRETHETH D,

-EEAEARBELER(BHER OREEEZZRDHHIENHD.

-I;E CK EIXEEMNSEESE (6 AN AR TA%<ED 1 EIX 1,000 IU/L LLTF)

- $H R ER TH R4 ZEE (fibrillation potential X°EHRIE MUP MEBHLN B EAH D)
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(4) ZFDMDZBESBSIA/NF—DMEE

OXEME
ZOMDZEMEIANF—FREREEFOREINTOVENLDZEH T BEO|EHLH D, CCTIL.
ZOMDEMUBIFNF—HIZUTA+BOETEEH:TLDEEERT D,

A BREREI%FE (a DD d DETZEMET=T)
a. BEUMHNBELICRSND,
b. MAIETH S
c. BREHZHHLT . BIEMRITETETH S,
d. 2 FLLEDEBTHS,

B. AR (@ahDbZFiE=9)
a. HERMZELOHFEE
b. MIZRFEMEIILLD., HOoTELH AR TEELTHBATESLED TIELLY,

O RRERTF
REEEFAASNIGSBEICIE, ENERART S (REAFHADSEEE. RETHAILEHT D).
LT, EBHREFSHEILL O ODORKRIGEMESIA /NF—THY . BRI, EEkX . RREE
FEIELT %. SRIEEHRZTOLENEDYF/HLIZBET S,

® Distal anterior compartment myopathy (DACM) : dysferlin RI8(Z &5, BaRiZ B IE =178 LLE A, TR
ATEOHANFATREIND, AR, DYSF

® Non-dysferlin distal muscular dystrophy : Z3F&! LU f-EGK - RIEBFFRZFE 9 5., AR, ANOS
Welander distal myopathy*:40 X LAREIZFEAEL . FIEHEHDHFH HIETETRT, AD, TIA7
Early-onset distal myopathyx:/NEFAE CRIE B #H - FHRBHHRVEREFHHOH NETETT,
AD, MYH7

® Distal myopathy with CAV3 mutation: EEFRIE CFAFHOH NETZRL, EHRREET 5N
H%.,AD., CAV3

® Vocal cord and pharyngeal dysfunction with distal myopathy (VCPDM) : F s SUIREH HETETRT,
AD., MATR3

® Distal VCP(valosin containing protein)-mutated myopathy*: §/\ Ty MNRERTIEAIZER ZRAAEZ1FD.
LIFLIEmEREEEZE#S. AD. VCP

® Distal nebulin(NEB) myopathy*: /NEMNSEFERRAFIE CRIRBHOHNIETETRT, AR, NEB
Tibial muscular dystrophy (TMD)*: BIEEFDEHAHIETERT . AD, TTN
i IR SR ES A/ NF— (myofibrillar myopathy) : /RIEBZMICHRERNDRALGEREEEEZHELET S,
BE AD. TTID, LDB3, CRYAB, DES, FLNC

AD: EFBAREMER (BHER) . AREZEBAREBEER(SHER) .« AR TEEXRRE
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@RS\ 2HT
ERESANF— BEUBIANF—OBRELLLELHIN ETRHIVERDAONDIGETER
HIFNF—ELTHET D
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(REFBEE]

4)F DM DEMEIF/NTF—

A. BRPRFI%F:
1. BEFHIBEIZERINS,
2. mEETH5,
3. HRZEHHZEHT . AEMEXITETHETH S,
4. 2 FPU EDORBTHS,

B. BAAERFTR :

frhe

1. 8

R DFE

2. HREMELCEGVN. HOoTHLHNETEETHRATED LD TG,

C #ERIZE
FERMEIA/ISF—

<gWohTIy—>
Definite : A1 ~4NETEFE L. M OBI1B LU B2 £i#f-L. C £} T3

<ZEFHE>

FOMDECEIF/NF—EEEEEFDODRESNTOVENLDEEO T, FEROHBELHD,

LT RBRAEREBSEDN L DO DR KRMEMEIA NF—THY . ERRMFHE. Bk REEGEFE
FIEEY %, TR RBBMBCHENEDYFLLICBET .

Distal anterior compartment myopathy (DACM) :dysferlin RIBIZ&L 5, BaRZBIL=1FR LB AY, TEE
ATEOHANFATREIND, AR, DYSF
Non-dysferlin distal muscular dystrophy : Z1F&! [ZUf-EGK - TRIEBFFREE 9 %, AR, ANOS
Welander distal myopathy*:40 (X LARFIZHAEL . FIEEHOMAETERT, AD, TIAI
Early-onset distal myopathy*: /NRFEAE CHIE B H - FHEBHERVEBEHEOHNETERT,
AD, MYH7
Distal myopathy with CAV3 mutation: HEERE TCFRNHDHIETERL., BFEHERREZETLHE08HB
%, AD., CAV3
Vocal cord and pharyngeal dysfunction with distal myopathy (VCPDM) : BB LUV IREEFF HIE TERT .
AD, MATR3
Distal VCP(valosin containing protein)-mutated myopathy*: B/\ Ty MR ERTEERIZER ZBMGEZES. L
(FLIFHREREEIEZHES. AD, VOP
Distal nebulin (NEB) myopathy*: /INBWNSEFEMARIE CRIREHDH NIETZETRT . AR, NEB
Tibial muscular dystrophy (TMD)*: BIEEFDEHAHIETERT . AD. TTN
i IR AR HE S/ N F — (myofibrillar myopathy) : fRIBZHICHHIRHRNDIRALGEREEEZRHET .
BE AD. TTID, LDB3, CRYAB, DES, FLNC

AD: EFBAREMER(BHER) . AREZEBAEBEER(SHER) .« AR TEEXRRE

© BREUBIFNF-OBRKREELLELH I ETRIVERNAONDGEFAREIA/NF—ELTHET S,




<EEERE>
¥ BERY T : Barthel Index
85 MLUTZXMRET D,

BRERNE mE
Bi. BBELGEQEET., ZEMBERRNICENEZS 10
1 BFE AN (BIZIE, ENTEY>THALKLTES) 5
28 0
SN Bi.JL—F ., D9 RAMDBELET (HITEHILED) 15
T T | BEOBANBXEEREETS 10
2 bAYEA N
DT BEAZEILAIREETHANZFIZENE 5
SN IEATTHE 0
N B (G, BE, mEE, O IF#IY) 5
3 EA
MBI XTI T AT RE 0
B (KRDRIE. BIBKRZEL . R—2T I ERLEZFEALTLSIESE 0
ZFDEBELED)
4 +ALENME . ; -
AN EY. hEFZZ D, KR, RIERICNHBEIZET D 5
MBI IEA [T RE 0
. =hva 5
5 AB
ERA MBI T T AT RE 0
45m YL E DT, WEE (ESF. STHRIEIBRO DERADOFEIMHT 15
6 i 45m L LD BISIT. HITHROFEREZSED 10
T
HITREEDIS S BB FITT 45m LLEDIRETTEE
EE2Lst
B, FFYLEDFERADEEIIREHEL 10
7 BEEFRE | TBXIIEREETS 5
T gE 0
Bi. $t. 77 A F—  EEDEFEREED 10
8 ®‘EEBZ ER B AZEMNLERN, 32U EFBESTITZS 5
LEEE LIS 0
KEZLL., 7. LEOEIKRLEATRE 10
BEEaU R 5 .
9 a1 EEIZEREDRY. wha. LEORIRWNNINBEETIELED 5
EEELst
KEAL., UNRZRDEIRLE AT RE 10
BERaVk
10 _ EEIZEREDLY . WRBOIIEWNMBEETIELED 5
EEELst
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S R O L 4B DS I 951 % B B R

1.

W% NI O B AR, RAEFT RSB LT, SRS LICEBOREN WA ICE, W
NOBHOLOZHANTHE LI (7272 L, SEBORR 2~ lHRERSE Th - T,
RARER L DIZIR D, ),

IBIRBHAR T2 2B 5 EAE BRI DV T, U R EFERO T CIREMTON TV DIRETH
ST, HIL6 2 HE TR EWVIREAEM>HET2 2L L35,

7B R OFEE N FRLOEEE ST FIZEY L2 WE TH H 0, B ERZ kT 5
ZERRERLDIZOWTE, EREIMROMRLE T D,
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112 <) xR - x—45 L UfEEE

1. @&
TYFRRD =T UEIREE (X, BNEE., /MNIER . HEES., AR TS HET L4 REARAE
DEEBMKREBETHD,

2. [RE
SILTBIEFEEIZESLDNENN, ZEOBDoNLGLEILH S,

3. fEK

HRNEEFESEARTICHKAEL . MAE. 2RETETHS.

INRAER (S BRIE T L BBV R, BRIR. BEEELENRDOON . BRETIETH D,

BEMMPEEQHMUEENROOND, AEEIIESTIN, MELZESTIHHAN1~3KEALR
HhoREDENNZEDHOND,

BHETEEEME. HAIVLEMHEL TREFETE. BE(F4~18 M A ELLIIE 10~36 N A LIEE)
REBHENBDOOND, MSEBEHN IO 1 TEBEHIETFHTIRTH D MSEEBLTELI0EET
[CEBFFLEEHIENZD BF-EVICHHILEIF DAL,

BESR. BREE (BRER.ARRBTR. BAELE) . fF-REGESHERE . RREME(FIFFOE
M) AR EEIE TERHAILEBLN,

4. BREE
AAEICH L CREIICFHADRELLS, TOMODERISH LTI, MEREIEHEH., RAED=HD
BEEIEAL,

5. %t

R ABALARREPFIRBERE  DHERE, BETHBE IR . £ FPRIILERMRIFEEZON DA, KEICE
Y HERNRBICOIo TGS DRETHY . RARBISIVELLED,
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O EHOHEITHELESE
1. BEH
100 AR
2. RROWE
FRA(SILIBEIEFEEICKDIENSLY,)
3. MBEMIEERAE
REESL (RAEEIEEL. HEBREDH, )
4. REIOEE
LEGETHETH D)
HY (ATUER DI EZE)
6. EREENLE
Modified Rankin Scale(mRS) . BE-XE&E. FROZNZTNOFHER7r—ILZANT, WFhhH
BULEXRRET D,

[ b A R B RS B TR A
FERESE BAAPAPRESRIRH-BENHE 08 BALE
REHEE RAENAPRELESSE THYE HBET
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)RR U EGERBOZMESE
Definite & T\ Probable ZXxt& &9 5%,

BEEAREE (S EGEAHANIXIMFHMLE
BIGFRE 5931 JRELEIRF SIL7(Gene ID:64374)

A. BRFRAEIR

(£ZEH]

L4 R EARE

BN FEHRTICRAE. mAE. SEETHE
FEEE

UN RN

BENFERTR. BNET

a K 0N~

(#BNEHE])
1. EHFR
2. BRER (BHER. ARRTR. BUELL)
3. fR. REKESEE
4. BFEMEGEIFRrOEU ) HIRHEEET

B. BEEARERAT R - RERIZIRL /M ZEHE
C. AR Y RALVBRYEROFHE

D. BIZFRE
SILTITREHREMRIFEENTOREUERERT 5, HAE TS c.936dupG (p.L313fscINDIEEMNE
LYo

ZHOhTI)—
Definite: A(XEEIEH DS 2 23T 3B LI L) +DEH-TLD
AEFZEIEEDSSL 23T 2B LL) +BtDEE-TLD
Probable: A(XEEIEHD>H 222 3HBLL) +BEHLTLD
AFEBEBHEDIH 2280 3IEAML) +CEHTLD
AFEEEDSL 2280 2 HEB L ELHENIER 2T HB U L) +BEHI-TED
AFEEEDSL 2280 2 HE L ELHENIER 2T BB U L) +CEFI-TED

b
e Congenital cataracts, facial dysmorphism, and neuropathy (CCFDN; OMIM 604168)
e  (GBA2-related Marinesco-Sjogren-like syndrome
o C(Cerebellar ataxia, impaired intellectual development, and disequilibrium syndrome 1 (OMIM 192977)
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e [TM2B-reltad cerebral amyloid angiopathy 2 (OMIM 117300)
e Congenital muscular dystrophy with cataracts and mild cognitive impairment (OMIM 617404)

e Mitochondrial disease
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<EBEEDE>
Modified Rankin Scale(mRS) . BE X &, RO ZNZTNDFHERT—I/ILEZRALT, LWIFhhh
SULEXHET S,

H A fmodified Rankin Scale (mRS) $I| FE & #E =

modified Rankin Scale

BEIZTRER

0 | EEMRMZL

BRERRUMEBIRAKICGIVRETH
%

1 | EIREH O THEAGHIREE TN
BEDEDHOERITAS

BEERRUEBIEE DD FE R
MBAT> TV B O EBISHIRIL LKA
5%

2 |BEDEE:

%

RIELRIDEBANETITASDIT TR
N BZFDEOEYDIEFNTBILLIZITA

FIEURIM DT> TV EOEE S HIR
FH5HMN, BEEFIFIBILTLSRETH
%

3 | PEEDESE:

LIZITZ%

Ao DITBIZLEET D HITIEN B

BV AR EHBEER AL HRES
FNBELEET IV BELHT.BE. &
ELEHDMEF. ML EICEINBIEBEL
LELVREETH D

4 | hEEILCEEDREE:

HITOHEHERIZENIADETHS

BESIT. BE. BELGHDOH#R. ML
EICINBIERBELT DM, FiMa &L
DEELGWRETHS

5 | EEDEE:

IS

Br-EY, RERE BIINELRTFYZLE

BICHEIDNBELELT HIRETHD

6 | T

H A 27 H 2 Al

BE-ZX&E(NN)

o

CEMRTE Lo

HICTED. BEFEAT LR VREDEBRNH AN, HREE - BEEFBICKELL,
BYHEOIRC, BEROEEDIXRZLELET D,

CBE - RBEWCAOHIDONMEZEET S,

ARG IEROMNEREER RERE, PULRIIRRELGE) 20EET D,

CEEMICEROMEIEERICIKEL TS,
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% (R)

a » 0O N 24 O

EIR7E Lo

EEQETREDMREHSHH, HEETE - BEEFBITIKELL,
FREZED-OICEEDRUING EDERNH S,

FIRERASERDOYIFICED. HAVWIEBARGREDBELEFHETEUNSELD,
EEDRSHDHNIEHRMGBRSESEEFRRANDE,

JEVRSH S VD IEGRH SRS EEERNBE,

W R E N OVEE FE Sy B OIS Z 36 1 % B F A

IR NSO DRI, BT RSB LT, I EYE EICRBROMEN 2WEAITE, W

NOFRFHOLDEZHNTHE LI AR (2L, YRFORE 2~ IRIERE TH - T, i
FRATRER B DIZIR D) o

. TRIRBIAARL IS D EIEE P SEIC OV TR, U REFHE IO T CIREMTHOIL TV D IREE

2T, HIT 6 2 H [H T b EVIREE %EEﬁb\#ILﬁTé A R

C B JEROBREN LR OEIEE DS T EU RIZREY LRWE TH D25, mERR R 2 ki

DT ENREREDIZONWTIR, ERERONSE T 5,
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126 ~N1)—¥%F

1. =

AR —(Perry) IBIFFEICENGELBARBEUER (BHEER) HOHBREREETHDS. KEEIL
1975 £IZ Perry BICKYRKEDSIDERRU/N—F Y X LEFIELBRBEHER (BHER)
RERLLTHRESN . REFEFTRRBECARISRABRDORRDBESN TS, BRFRAEIKEL TIE 40 5
KTRIELEFTHREL, LBRMBRITETT H/N\—F VX LEAREFBDICMA T, 52K, 7/8
O— BRIFIEW SR EIERE RO D, T FHMTERELTHBREDEBRKCETFRLAH D, &
BELELTEIN—F YK LITHLT L-R/RBEIGE DNA—F Y URAEECRSDE, RBKICK
LT ARSI & HMFIRE B E SAEBE LAV, ARAEIE L,

2. [RE
BEEEFELT., 2009 £EIZ Farrer 52L& 2T dynactin #2/89%3—K9 % DCTNT @ exon 2 [TER
RHDHENEZIEOONTEY., COBEFERICKYARKRENRET HENHELMNILEO>TNDS, F=.
FEEME AR R EA E EE#%IZ TAR DNA-binding protein 43 (TDP-43) JOFA /A F—IZHEEh 3,
dynactin A% TDP-43 IZ#E& 9 5 &. TOHEEERADHIHEEN TDP-43 DR/BAEILELEEILESIEE
CYATREMEA AL MMIGESTULSA  REREBEDREMF [T DONTRBALAA S,

3. fEK

RI)—(Perry) B ZIEFBIZENTHHH . HEMICEWD BN SIRESN TN, EHTERBIM LD
HMEFLEMZL ZDI5DELEAMMANSDHETHD, LMADRREVThELRRENR
FRHONTEST . HMILTRIELEZRRTHD. EORRILBHTH 40 KH 5 50 RATHFIZ/ A—F>
YEXLRIESDERPCEK[NGE DRBRBIER THRIET 5, /N\—F UV XLITHLTIE L-F/ & EIA
BINTHAILLZ L-FNFER U RXRDT OV T IV T A IO EH#EHLODEFMBLHRESN T
B, MEHN—FUVURERANTHIENFICRE L ELH D LHAL RERHALVERERIONAS
N, EOICEEREENHIRT S, COMREFFEPREDEBRTITSHY | SEER, RSP ORRAFR,
MEREIEGEEMNHEIRT 5, MEREE T HABREILLEL, FREEEREEICLINEL—BUTHY
AIHFRBFBIZEDIRAYR—IDDLETHSD,

4. BREE
BEYERICDOWTITEMCL>THHAE L-RNNIZKDRAERENAD THS, LKL, AOEEZRDHE
WEBIBHY . RN H > THERDETHNEL - TR+ 2 THD, FIREZ (ISR L TIEATIERSS
[CLBEHYR—FALRETHYREVRANBREELLS, IRAREIREDEIAREIN TLVEL,

5. %t
F&IF2END 26 FELEFIZEOTIESDEEHED . BELRIENSSETHRLEEDEHIEIZL
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YBRTETHENE L, LHL, —EBDEF I HEIRICEZBROCDIREMFRES (CHESRAEEFEL
BELH B,

O EHOHEITHELESE
1. BER(SNREEERZHKELNRRER
100 AR
2. RROWE
T (DCTNT BIEFERICLED . COBGFEENEDLIICHEMKF IO LN IETEA, )
3. MBEMIEERAE
KM HEREDH)
4. REIOEE
DHE(FEIRARL ESHEREENROLNIORHADEENVE, )
HY (ARIERDOERZHEESHY. )
6. EEENEE
UTOWT IO EGRTIHEEERRET S,
D Hoehn-Yahr EfEE N EZALNVTIEL L,
@ modified Rankin Scale(mRS) ., BE R&. FROZNZNOFEMATr—ILEZHANT, WTFhih
M3IUL,

O fAEiEMHT

RBERXRFEFMRHFRAT ZIRRE FHEX
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<EEnEE>
Definite. Probable Zx{& &9 %,

A FEK

FEERK (REEEET)

1. N—FY =X LGEERIE. HER ZBFHRBZETRE. 2BRFEZDS552 DL LDOEIK)
TIRo— RXIF5D

B OETFR G E DORFRES (LEE OISR B CHEDAEVER)

BRETBHAOKERLD

N—F Y= X LDORERE. XIEPREDEBRTCETERDRIEE

o~ N

FEK
1. SELADOSELHIRERDELT
2. S50 FIAE

B EzFRE
DCTNI BIzFDRHERE

C B
IK—H DU, AT L PERRE . MAPT ZE RN STIRRITEE T

<EBWohTI)—>

Definite: A FEZEKRD1E5. DB EEHD

Probable: A FEEKR DT N THDIEHZH-L. C ZfRITEZS
Possible:A TEAEIKD1E5, Hh D A TFEKRD 1 XIF2%F2DH D

<ZEEB>

AR E

IEEEh2N

RIKEFEE (EEMORKESHREL)
BEMEES

MERR EE

a s N =

s

BERR

1. EEE MRI/CT (FIEEHLLLIEAIEERIEEE D EHE

2. FINSUNSVRR—EB—L O F T T4 TRERNDRYIAHET
3. MIBG DAY UFT574TMBG DILFH~NDEYAHET
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4. WNMFRFT ST+ CRIBERIBEEEOMRET
5. #RFEEFHRTEEDMARMEIES TDP-43 B (FIZKNB O ER D MZHMAE N TDP-43
ISR ER ., RO S) 7HIFEIZE TDP-43 B R EANRDHOND, )
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<EEESE>

LT®D1) . 2)ODWTFhbhEim-35E8Ex0RET S,
1)Hoehn-Yahr EfEE 7 FEZF ALVTIEL L,

2) modified Rankin Scale (mRS) , BE-R&E. BFIROZN TN DFHER7—ILEZANT, WThhH3LLE,

1) Hoehn—Yahr EfEE 558
—AIEEDA. BE. HEEES I XEMIEAL,
A DEENH LI, ZRRBFOEFIILEL, BELERE. EE

15
2

3E

2)modified Rankin Scale(mRS), BE-R&., FIROZNZNDFHERTr—ILEZAWNT, WTFHLMNILULEE

ZLDEEEHEHTINIS,

ILEYRSICEEAROND, FBEHLEEIIHRSNLA.
BREICE>TIIMEEATRETHY . MEEREE L. BLOWLPEES

AELHICVEST — A TEETED,
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C DRFERBICDOVTERKRBRFHICBRNASNDLDDI5,

Definite B FREICSVTARERBETECFORUEEHIVIIMNINREEFTHLD

Probable  BIZ FREICEVWTAEREETEGCTORMEEH LV EHMNREEFIGVLNRBEEDLD
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(REFBEE]

<EEREE>
Definite 3 &1 Probable %% &9 5,

A. fEIK

1. HREHEBORALNTHEVNENER 120 DA TEEXEFEOHFVNAERKEERET S,
2. FEAB. B LEVOFUERICKIFREZRIDD

3. FLWVMAEDTANAERBLVDLEEERLHD

4. ERFEE SAIO—FE FERRMEE. BHRARFELHERTLIIENHD

B. REMR
BERRE  CAMAVDEREREEZEZONDEEZZROLLD, HIRHLURIIEFENANEBOEEERE
ERHDBIELHD,

C. B-FMRE
SCNIAEIEF. SCNIB. SCN2A. GABRG?Z DRHIZEEH S M/ R &

D. #ERIZH

BHUBMETONA. REERBEITONATIZAARGES L EGTANARLRESA/7O0=—TAD
A LIV G R RAN—JEIRRE  SA VO —BRAREEHITAD A PCDHI9 BLEERE. RHAFLIR R
EMETANATERKIEE.

XERPR IR RIZFRAN I B

<gEohTa—>

Definite: A1HAD A2MD B Zillif=L. A3, 4D WL\ThhEHL.D ZBRINITELHID D55, C &=
Probable: A1MD A2/MD B Zifif=L. A3, 4D L\ThMEHL.D ZBRHNTESLDDI5, C Eif=E%
WEILLIERBETHD

<BEFE>

% - L FRRE  HENFTRAL,

 RERE FEMAGRRLGL,

-AEZMRE R TEERFBORRKIE. BAMEZHRK. TEREMRNERICHETHERT .
GEE- S RN EERE SR RICHPEE L EOMMBFRELRE . SRR EE. EFRALTHEOIENS
LY

- SCN1A EBREFDRMEREE 75%IZ. HUNREZH %2R S, SCN1B, SCN2A, GABRG2 75& D
BERFEEEZRICEDD K 200 TN DEGRFEELTRDLGN, FONEERBEESLVAERIZE
BERFEEOMRESAVERHIILHEIHY . ECHERTIEEEEZET S,
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<EBEEESE>
B REELFIRZEIEICST51G40 TALAIDEEEFRHERSRUVEEEREIREICEITIES
XERDIZHTHEMER - AEEZSHTMMIZANT. UTOVWTANIEZLETIBEENRET D,

FG40 TAMA IDEFFR K1) | ge HBEF M (%2)
1REEDEZS 1~5&T
2IRFEEDIGZE 3~5NH
SMEEDHZE 4~5NDH

(G40 TAMNAIDIEEFR (K1) DFREHEIL . BENEZTME C<2) DXL EEHEET D,

X1 EHREELEFIRZEEICEITHIG40 TANAIDEEFRHER S

TADARIEDRIATELHEE e 3

N ZORENAICIEL EHZIGE 1HRIEE
1. 0DFRENBICIEULHDEHE 2HRIEE
N ZORENEIZ2ERIULEHDIGEE

1. ADRENAICTIRIRFEDZE BFEE
N ZDRENFEIZ2ZERFEDISE

[CANARIEDEA4T

1 BHEZEGOA, EEEBNKDONDFEF

A EHEZERV. TANEET I, B0 FEE
HEZOHEEMDOT . BETHRME
HIEFEEL. KRICZECHLRWNTAZRT R4

/\

EHEE
— EHEEE
X2 FEMER-Re NIEE ZHETlE  (2) Be NIEE T
OHIEIZHLTIIUTDIELEEZERET %

ORELEEHHAIVFHBAFITSVTRELGIRILEME. 8. MBIGEZEL,
QREMLTIREBGIZITARE - FEERAL TV SRR THL, FIZA LT N— N ETHEEEFE{ToBE

ERELT. EDEEDEFRNDEZTORELZHET D,

1 BEESOMNUEZTEZROHROA, &, FHES. MHESTEROLHHM8. BELEFRVHARE

EIFERICHES,

OHEVLBFERN. FLDFRERE. EREELEVY. BRCRE. BUEH AR, Fil
DRERFOBEIC. HRMFHRESOLHEROFIA. BIRCIREH DL LI M
EEANDOSNEENBEMICHRDHDHNTBEEIHES,
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OF#EZTEHELEVALRLEICAEEFRUVHSETEES_ENHES,

RHEES. MEEER0. BEEEXIHEETIC-—EDOHRER TS,
ONMIICERBROENBRMHAIVNEEETREELS ., —BIIEELELTIEELDHS.
OBIZIE. —ATHETESN BRGAN ZADOINDIRENELTZEITH UL EHETH S,
OTAT 7 OB BEIEERLGLEICSMT LD, HAHWIREHVERDHLIEXANT. E
ARNICES—BAUFELTVDELEFND, BENLGREEZILT CEFTHESA . RTP
FIENEILLI=V T HERBNELDHENH D FRREFIRBN DL HAKFRITZLL
B BIECHYNETIERN, BRULTH O AREFOP TRENEYICHELGNI LA
H5. ITADTURFEFEFRDNZEDOELIENTED, EEDACLATIHEKRDOBRLE
EAEEIKN, ERERIEHTRLERD, A FOHRTREYNLZITHZEOTLEIZ LT

DIFUN,

FAES. MMEEZRO. BEEEXIHESAFCELVGIRZZTTSY., KISECTXIE

EVEET D,

ONMIISEBDENEELRHEELSD . XEEZLEETIEENSL,

OFIZIE FERONELTLELNETELLDD . AFLADB ISR EAE LGS (LT
BENRETH S, ERMEFIITGEDTEILSNNHIFTES, Ff=. TA7T7OUF
MBXIERRGEITBMI DIENTED BEEN\SVRAIARTILEDREE LT 20
2. BIEREDKEEVEET D, FRARFNERAN DB I TELG, R AKX
RIFZLLDBIZCHYLEZETIIRL . BENGTBRICE#NAHD. BELEEFORTORS
ABEENCTEGNZENH D ITBDTURAMD AEFRI=oTLESIZEMNH D AL AN KE
WEERDBROEBILZELOT VN, EREENTELRWVGELH S, HELETFORTED
[SESIRMTENIZEOTLESICED DD,

FaES. MMEEZRS. BEEEXIIHESAZF CELVGIRZZTTEY . BERXEEZET

®o

ONM IIZRBD EFERENZIT TR,

OBIZIF. HLLALEDKRRLZLLBIECHYNETHS, BRMUAEL(ZLL, BEMLGEEN
DIKFEENBLTBEY THOYTHARTH YT S, BEEZFITEVTITEBOTURA U
DADR—RERESRE =D TLES LML RET, WROBROBILERLOT L, £EE
BIIR#THD, BEEFORTEDHITHESEMTHZE>TLEVNETH S,

BHES. MMEFEERO. BORYDILEFEAEE XL,

OM JICREDLIEXELNH>THIFEAEH KLY,

OARE- AFTBERFRFICELTE, RN -EENEOETFICERIIZZVELT D AER
BIIBWTIE EEBEE~AONELERNICTEST  FEHRVDRBETHD, RELEFICH
W, BURBRBEAELEY. R FTREDRBOFLOFRFHFLERNICIEITAT.
BERXEETLELT S,
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S R O L 4B DS I 951 % B B R

1.

R4 W WD ERRIEIR . AT A IR L€, WY LT B OB EN 2 WA, Wi
NOBHOLDZHANTHELI 22 (7277 L, YRR OB 2~ THEERSETH - T,
RATHER B DICIRS,),

- RREBRAGTR IS B D BAEE RIS OV TE, BEUREFAVEEO T TIHREMTONA T LIRETH

2T, EHIL6 AR TR b EVIREEZ EMIHET§5 2 & &35,

LB SERORED ERLOEIEESHE T EL EISEY LB TH 505, @R ik 9

D ERNEREDIZHONTI, EEETROXIG LT 5,
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143 A /O —RAEEZFSITADA

1. &

FLARAICRET H/NEEFFEE (XA /O —FE, RIARE. RARELGE) ZHEITAMARER.
TOREGRERCHRENM THANICEDN S TFEINTE . P THIRULIZGE S THLRET
B3DELTL /YR HRA—IEIZEE (Lennox—Gastaut JEIZEE : LGS) Y, R BRI EBERE.
EHRBRELGEDEHEREREZF DMILI-TANAIERELELTHILSNTZM., ZD%. Doose 5
FEEHREHRT. EGHRREZERELIAIN_—FAOREEZEHRET IS A IO —R O FREEEF
STADNAIZIRIBLT-, BAMY LGS.ELREEIA VO —TANAPIRRMEIA/O=Z—TANAL
DERMEELG-T-FELH L. 1989 FEETAN AR FBLYMIILI-TANATEIEFEELT
Eb Iy i

2. [RA
EEMERBOREENSHETHY . BEMEERENEESNATOEN, FLTHATHS.

3. fEK

TANARETDOHEEZTEREIEE~BEERF. £R6NA~SHORIE(2~6HAZ L) T, TA
MNAREREERERLLTOSA VO =—BIFEE, QA /O —R D FEE/BRAREICLEITADA
MBI RENRLEECTUHATHD, DA YVA=—EHMEETIE. —BORRORAELS. HFIZEOL
CATREEL. Z2VKETAITHRYZRTONSESICEREIL. @A V/O=—RHH DI D FEIETIE. X
FEY. 2EHLHINIILMEMHIFTIEDHEHORRDENICKY BEMNEGEIT S, LHL, BHE
B ICICEELILE LD, TOMICQOREHIE(ER) . £RABERRFKIELEHT D, EBIRFRD
LRREREL, —BOFEFRAIZEHTHIENEL, HEMAR AR ER R TIXLMBME2~6Hz #R
FEHIVIIZSTHREEELRD . EBCRICERHEOMAISETEE 0 REOFEIFHESNEIN, T

4. BREE
M TANAREEAEBRICIEREELINSMN, NULTOEE, TFRIVIR LAFSEAL ., /OFE/R LA,
HONYFLEETHENREINS, CNONENDBET M BABROANMELASLY,

5. %t

F#%:50~80% DAEGI TRIEIFERYT 5. MM FRISDEEFNOEETTHRATHAHA . BRKRERE
MIEFRETHLEERIFTHS,
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O BE#DHFEICHELEHE

1.

BEH(SNREEERZH/ELEREFER

100 AR

HIRDHIE

H

MRMGERERAE

REL M TADAENENGIGEELH D, )

REDEE

WE

HY (ARVERDZMEEHY ., )

FHREELFIRZIMEICETH1G40 TANAVIDBEEEFERHERSRUVESTEOBELEFRUH
SHEFERENITKIETA-ODEE (UTIEEFEREIRE 1LV ICBITAEEXERFICH
(15T FREK - BENEE Z#EHE I ZAVT. L TOVWTAMNICEZETIBREERNRET S,

(G40 TALAIDEEEHR | e HESEEE
1iIEEDIGE 1~52T
2HRIBEEDIGE 3~5NDH
SMEBEDEZE 4~5QH

BASHHEFRERD SR A ABRATREL HOTANAOBIIEH CBEEROTR]
REREE EARMH BETANA BEERLL S BE SHRE
BFRHMEE RRLTFEMKE NRH £HBO P
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<EEREE>
Definite ZXR&ET D,

A. FEIR
1. REFTOHERENEFIEE~BZEER
2. 6N A~SHREENIAI/O-_—fH HFAE

B. RERR

HIBESAET R  RERIREBRFT R T, 21842 ~6Hz S EHANIZHMEEREEZED . S 2RI
BREOmBIEETEE 0 RHZEOHLIELH5, HHEEOEAERRTZEDLEL,
C. #ERIZH

LR TADAMERNZX LEER. LIRS /0= —TAD A BERFRRBEECEZ R T (REE) TAD
AERRIE . L/ VDR - HAM—EIRE . ERMEEEEKA. SO F)RIRFUE2R

<zZWoHhTI)—>
Definite: A1, 2RUBZ%HE-LCOERTASEELZRIILI-BD
<BSEHIE>

- EGRERM R REBREME. SAVOD—REDEH
+20~50% CRRBHRICHRE RIEEZE 6
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<EEEDE>
B REELFIRZEEICESTS1G40 TANAIDEEEFRHERSRUVEEEREUREICEITIES
XERDICHTHEMER - AEEZHIMIZANT, UTOVWT AL T IBEENRET D,

(G40 TAMNAIDESZTER (K1) | BeHEFFHE(%2)
1iRFIEEDIGE 1~5&T
2HRIBEEDIGE 3~5NDH
SMEBEDHE 4~5DH

(G40 TADA IDIEEFR K1) DFREMHEIL . e HIEF M (X2) DERUMEHERT S,

X1 EHREELFIRZEEICETEIGA0 TANAIDREEEFRHER S

TADARIEDIATLHEE Eik
N ZORENBITEIULHZIEE 1HRFEE
4. ADFEEMNBICTIEL LHZIGE 2HRIEE
N ZDORENEIZ2EIULEHDIEE

1. ADREMNAIC1RIRFEDHE RFEE
N ZORENEIZ2ERRFEDIZE

[CADAFEEDEAT ]

1 BHEBEZELVD. MEESN KON FHE

O BHEEXRV.TANRETIN. B0 FE

N BHETOAREHEDLYT. BETIRMAE

= BHETEEL. KRICESHLEWNMTAZRT %

X2 FEMER e NIEE T ATl (2) se HIEE R

OHIFEIZH =L TIFLUTDIEEEET B,

OREELEEHHAIVFHBAFICSVTRELGIRILEBE. 58, MBIBEEL,

QREMIRFEBIZIEART - FEEFRARFTL TOBRIWRE) T, FIA LT - ETEHEEEITO5HE
ZRELT. EDGEEOEFRIDOEZDIRELZHIET S,

1 | FHESOMMESEROELN. XL FHES. MHESTZROL0. BELEERVHESAE

EITEBICHESD,

OEYLBEERN, FILDFZRFEF. EREECEVY. BCRE. BUGHARR. H2
DREFFP/EAIC, HRMFHREPCOHEROF A, BIKRPIREH DV IESUEHH R
EBANDOSMEENBFEMIZHRDHAHNTBEEIHES,

OFHEZTERELEVALRLIICAEEFRUVHSEFEE S ENH RS,
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RHEES. MEEERD. BEEEXIHEEFRIC-EDOHRER TS,
ONMIICRBDOENBRMHAIVEELTREELN. —BXIEELELTHEENDHS.
OFIZIE. —ATHETESN BRGANZADNINDIRENELHZEITHLLEHETH S,
OTA 77 OMFTRBXBEERLEICSMT LD, HAWIRENEEDHLEXNT.E
AL BUFEL TV EELETND, BEMLBRFEILT CEFHELA AKIRO
FIENEELI=V T HERBENELHENH D FRRIFERHEN DL HAKRITZLL
B BIECHYNETIERN, BRMUBITH O AREFOP TRENEYICHELNI LA
BB TEDOTUREIZFMDANCEDLELIIENTESD, EED A ATILAEKDEHLOE
EAEEIKN, EREEEXEHT RS, AL FOPTREYGITHZEOTLEILIE

DIZLY,

BHES. MMEEZE0. BREEEXFHESEFIZELVOGIREZ T THY., KISSLTXEE

WEET D,

OMIISRBOENBELREELN . IBEZLELETHEEN S,

OBIZIE. FERONGLTLELHEHTESLDD AL AN HIREAELFZE I NS
BHIENRETH S, EREEFITHGEDNTBIESNANHIETTES, T, TA7 7O
MEIEERGEIBMTHENTED, BEENFVRAIKARTIREDREE LI =0
[Z.BELGEDKEELELT S, BRREFEASBRMN DBEYNZETER  HRHIEH AR
RIFZLLDEIECHYEEZETIIRL ., BENGTBRICE#NAHD BELEEFORTORES
ABELNZTEGNIEDNH D ITHDTURBMED AEFR =2 TLEIEDNH D, AL AAKE
WEERDBRPCBEZRLOTV, EREENTECVEELH L. HREFDHTED
BISESEWNMTEZESTLEICEL B D,

RAES. MMEEZEO, BEEEXFHSEFICELVGIREZ T TEY ., ERIEZET

%o

ONM JIZRBHD ELFERZENG T NITHERZL,

OFIZIE. BLLAEDRRLZLBIEIDYNETHS. BRMENFLLZLL, BRUGHEEN
DIKEERNBL TR EY CTHoYRBEE THo1=YT 5. BEEF TSV TITEIOTURLME
DADR—RERESR=DTLED  EMLGHKE T WRDBROBLERLOT L, £
EHIRHETHD BEEFDPTEDZITHSGWMTHZEOTLELNLTHS,

FBHEE . MMEEERD. BORYDILIEIFEAER KL,

OMIZEEDILIEZENH > THIFLAEH KL,

OARE- AFTESRERFICEVTE. RN -EENEOLEFICERIIZEVELT L AER
BIZBWTIE. EEEEEADNHELERNICTES  FEFVHIBETHD, RELEFICH
W, BYLBEZAELEY. BAHTHEENREOCHILDFERFHLERNICIEITAT.
ERXIETLELT D,
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ST FEUE R OVERE BE Ay B O IS U 5 B B T
- RN W D EERSER . BART RAEICRE LT WETERE RICRBROBUEDR R WGEITIE, W

NORIO B DZEANTHZE LI X2, (7272 L, YRR ORE & R T ERIERSE THh - T,
R ATHEZ B DIZIR D)

2. IREBILAR IR D HEE SFHIC OV T, BWUIREFEEO T CIRENMTHhbIL TV A REE
ST, HiL6 2 HMTRGEWVIREAEMIHET2 2L L35,

3. B, JEROBREN FROBEREESEETELL LIZEY LR2NWE TH DM, mEARERZ
5 EBRERLDIZONWTIL, EREMROXNRET D,
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144 L/ R - RAM—EIREE

145 T ANEREE

146 KHREIREE

147 BHiSA - O —_—/NSE

148 EEMERFEETHFSIFLRTALA

1. B

FYMNRHICRET D CANADFIZIE, FEMRFHECREL. RIEIUFO— LALLM FENTR
BTADAERBENERH L, EF. FEETADAMERELFEN. FRE—EBEXETEILEHIMN. %
IEERGY., BREERKCBEOSH. AEAZLELSO. BUSGEEDEERTH D, CITIE. S5LIE
BEEDIS. L/ VIR HAN—ERRE, DT AMEER . KERERS. BHSA /O —NE. SEMHER R
EEESFIRTANAZERY LIFT=,

1) L/9YR-7RAN—JEIRE (Lennox—Gastaut FEIREE) /NREAICHKIET HHAME TADATERERET
BTADATEERET. ORERECFERREHEE, BORELEFDELIEZSELTADAFKIENHIR,
QEERRFFDREE) . £MRMERIFRES LV SN GRRAT RO H 5. OQFNMIMEE LK FME K. BE
RIEEELGELZEHT S,

2) DIRMEEE(West syndrome): FKTIIELREHMEELEENDTLLH D, TORRITZETHY.
HARTHERDOEEERILEN OB ROGEMRRBREETTHRLITHD REAMDORET. EEDEN
NHLGENLEEFRELTTH D, IFHFRIL 1 LT T, 2 MU LEIEIHETHS, TOFREFTHFETHY.
BRI TILERE—RENSIENS, BATIEIRERELEEN TS, LFTESA /A= —FEIC
DFEINTY . BERECSHENVEVWSIETRERNZALEFIEN Y LEFEHEH -, RIATIEIHRIL
F=REBBMSELTI TADAERINX L (Epileptic spasms) 1ELTHEEEIND ST -F-, HFEIXEHRT
LHITHM, BT =AW EMENHERIZEEE (5~40 BE)ICTHIRTL2OMMFHETH D, iR
AT RLAFEAIT, Gibbs BIZKUTETRF7YRI7 IEMBA SN EMRFLERIBRREBENOERHIND
BELGRERRPKEEZET 5, BEEN. BRFZEOLT FZZEGLTREOERMEERERNAHEL. »
IAMERBENRT S TANAMKE IO ESDOFZER TR THS, RIEFR. MW FRIIFRES
N, RRLGFEMEBREDOFELORITEFRAFEEDZENZL, AEEICIIRAENH SN, ACTH EiE
PEANMUDNKEERFABROERERL TS, TADARIEDFHRELTI0~40%DAEH . ZDE
L/ YO R HAN—EEBIZBITT %

3) KHAREERS: EEODHREETANAMERIE. RHFLE TANAMRIEEEEELE D, HER~EL

23V N—ARME—UNREER - BRFZEOLTHET 5. MEAERCEGFERGERRALZ 4,
FEITHEWN DIRAMEREOL/9IR T AN—EREANEEHRNESETRT

4) BHISAIO-—KE: £Z1HNBLAGENIZINBALA)ICRIET SEELGTANAMIKIET. IR
B, BEME. A E DRRATH A, (EoESTRHLAEVIF IO —X X (erratic myoclonus) TIELF
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AU0—XR FNITIFRITREREE. TADAMRNXLETRY, BRIEH Ty 3y - N—Xb\a—>
ZRL, ERFFICKYBARICES BERBEDADIELHD) . RIEIBOTHIAT, RIETFER. REFHRE
DIZBOHTARTHY., FHIT 1 MURISFRTL, £FFIETELEVICEHD BEREABLLTHRBEE
EAZNEENDD . KDABETREMEREENDLGAGN . RERELHY . ELEEBLEE(SMEER)
AEHN TV,

5) BEMEREEZHILRTANA: HTOVNAREFTTORENERELGER 6 MARBORIZHE
SZTANAMERE T, FBEFRICHKRE RS AIFE-ERAIOEN-H2ITBELTENICHIGT 524
BERMEESHHRMEZRL, RICZSERMEORENFTITERT L2105, RIEERELOBEIHEL,
AREK-ERAROD IR, B2 B . L T CERE - OF - OA - IREROFER 2 RIE. MHE., JITRK., EREALHE. R

EDBEMBERABILDIENH LD, TANARRNZTLPIAIO—RXRERT ZEKIFITGR, B
FORTANAEDLATOAR, EFSVE T BLBEXENT, RIEAV IV LNRLENTHLHH ., FiE
FR.EEFREDITBOTARTHY ., EEDORFHEBRZERLLD, RERDER MRI [CIEEEL
B REDRAELGHBIEFEENHBALOOH S,

1) L/YOR-HAM—ERRE: EREBLLTREERES S, EBRMEMMRE. /MEENES. i
B RBER. XEREE. AXFTHEGE. ERFEELENH LN XETHREFIREIA TG
W BE, L/Y IR T RAN—ERBEDFRIZ, GABRB3, ALG13. SCNSA, STXBPI, DNM1, FOXG1, CHD2
DEECFEEEZE T HEFIBRESN TS,

2) HIAMERE: ChET.REFTOERENEETHYNEBRFRZESCEZERETEENEZLD
BRMEL BREOGFEETIOEREICHFINTE -, FEIEEORICEHERBEREE MMERE. 6
ARERE, ARFHERE. KOEES. FHETHEELE. RRBEAMEQSHRILE. BOGEENELR
HELTEEND, LOLEFEDBGEFREBZIMDEDSIZHEL ARX. STKI/CDKLS, SPTANI, STXBP1 13
EDEBEEGEFEENKRINDEFLRESNTVS, BEMELSNTEEEDRREIIZHRTHD AR
HHY ., SEOBANBLETHS,

3) KHRERS: BREAEEZEILHETIEHTRETLEREELT LA RRATHDOHFILHY.

FBIEFEE (ARX, STXBPI1, CASK, KCNQ2, SCN2ATRE) B EELTWSIELH S,

4) BEASA I O=——fNiE: BRORBMEBECGETIN MRSV IE, D-J) ) UBMGE. AFILY
AVERIMAE ., HILASI) U BERBRICKIETVESTIVE. TREAVEBMELRE) NE L ESHTL
B0, hAETIEREREELNDHEEN, FERNTHINEVRF O UIREFELH D, —EBOEFHS
(X, SLC25A22, SIK1, ERBB4, AMT, PIGATE DEIEFEENRDOMN-TLVS,

5 WEEMERREEAESIILBRTALA: HOTEERFRHESNA, BETIL. BEDO—BILEEF
EENFRRTRIET S ENHIN>TETEY. KONTI, SCN2A, SCNIADEEDHEEIFL,

ER

1) L/YOR-ARAN—ERE : PIDRGRREL, BERE, FERRBREE. BARET. ThENEE
DREEREMWEATREET D, FHREEFIL. 0% ULIZEHT D RAVCERESEZETHLL
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2L\,

EEFREIXERFFICHLEBRMNSROLON., ARFHERLICEARTEICHIEE RO BN 51712
EDOHRET. BERIZIE 10~20Hz QAL AL ORE GREE) AHERT 5, BBOREFTERLIPKNG
RET HEFZV, FERRBEEIEFINECHIEBETHIRET. IAVO—XXAFRAICHETLY,
CEWREEESYT AL H D, FHRERIE5~30 IREMNEL, 2~2.5Hz BT O LR ERRK
295, LT HEBEMASHEMNABMEVSRHICHIZYEGKLT, EFVNAETANATRIREICY
52LbHB. RAOFEE. ENICTHLTEBCEARETIATOSHEDREN—BRERHONLHKIET, FEET
DEMCEADEEZSIERIL, EECEIEICRETILLEVREIRGFEETH D,

REUN DK T, MHEZFZFILHICRO. SBEFEELULOMMEET, BILIETRETHS,
BERFCEERELE CLDISITES. TADAREICLIGRDOEREDHY. STENBPRSFYMN
HEBLRIENZ,

2) TDTAMERE:) REFH IFRFHIIER I~ MAT2RULORELEHETHS,

i) TADLAREER BREERICIFEITITADAER/SX LT, # 5~40 B EH (5 10 RIEBEMNZLV)T
H 25 9 %4 % B ] OD O sk OD A 8 4 (RS TIE—BRDBEERRTIEZ5) A5 TH D, TADAMER/IIX L
FZDARBOBEDARIYDOEE (34%) . QR (25%) . @IREE(42%). @DIERFRE (<1%) (253
AN, F-EROBE(TEELTOMTE, QIEFTFE/FERAE . QFERE . OEARIELHFR.
OMHME . ©EFEOKAETE. DEBERELGECHEINDEELH D, V) —AFEF. TAL ALK
ANAX LB LS FIVBEMERICRRICTADAMRNI LDBZEDEEMNTELD, ABEDBIELELR
THEDTADNAERNNIXLINEELTLAIEN DS,

i) BURATR :ETRATVAITERENLDBHFLESIRIBREEFENOBHINIEERETHS,

iv) FEHEERE: TADAERNRXLDORELAIHL TREESRZEDELLZORIRITAA#ONDS,
3) KHREMREE: 4% 3HAURN BITHERBICTANAERNRZILTRET %, V) —XHEESH

TIXYTLyiay -N—R\A—U NREER: - BEERFE R H T HERT 5,
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BEIBETELEYELD,

P wnh =
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RHETL (ETELEDBEERETHY . HEREDHTHB,)
4. REDESE
DE EITHTHD. BE. B, D - NEEEEENHD.)
5. BMEE
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6. EEENFE
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<BHEE>
Definite THYIRN T RSKRBERNLIZIDERRET D,

MR R RRE
2014 SFREThREZ
[ #E]
A. ZHIEE
@ BRERENHD
Q@ RERERECTHMRERRILZELOIEENSHS
Q WRMEMRE (BRRF)LVHD
@ ABCC6EIFEENDD
B. 2¥0ATI)—
I Definite: (DX [E2) A2
II. Possible: (DXIEQ) DH. FT=[EQ@DH
XIFX(F
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2) UTORBETEICHENTEDIE,
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HILENBEREZETHLD: B-+2HEBES
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10~20 K THE. KE. BER. HE. RE. BRABRCFRI IERENEIRESI I IEOARES
T HALTRELLGSEELHLS. ABHRICEORMNROLND, REERENTLVRWMES ., 3
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