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1. EER=

ZRAEAEAE (multisystem proteinopathy: MSP) D& B, 1950 ERLE. B
R EEROERETUECIVENERZET2E/\Z1yNE (PDB) (CAFEEMS AT —. B>
ANOT1—. BAZEMBIERIZREECAE (ALS) REFE 2 OHHRANR B ZEH I DEFDIRE(CinzFE
9%, 2000 (72D, PDB $&U FTD. #ABRIANF—ZHER O E/(Z 1y NRE LU RTFEAIZE
BUERFNEZ ST AMARIA/F—] (inclusion body myopathy with Paget's disease of
bone and frontotemporal dementia: IBMPFD) &WWSEEBELSNRETIUR 1V, 2004 FEICER
ESINEARRZRO)I\TOY1 TEEFICED. valosin containing protein (VCP) BicFZENRE
EUTRENTE 2, 2010 (I3 VCP B FERICEDEEIE ALS ERIELIZLN RSN
I KIRBARI NS AT ALS hEshBIz, SBICAKRBZRI NS AL VCP 0FH157 . HNRNPAL

¥ HNRNPA2B1. SQSTM1, MATR3 BIZFERICLOTHBIERISN. INSEBIES 395 BH
RELTMSP BMRIBENT * 2, R TIE. /A—FOYZXLPFREHHEEE, R MEEE6RIE
FBEREMENREN TS, MSP OEBIE(RE FTD BLUE AAKIA/NF—, ALS, PDB THBH'.
CNBEEEHESIERZEOOMEMDCREEANERET 3LV SHEANFRHIN TV,

Taylor5 23, REEEFTEIC MSP % 5 DO TICHEEL TV, RREGFHI-RI25E
FIDHLEE(L, IEFF > BEEMR DR RNA A EBCARISNS. UNUEREE IR BOFIE
(CBINHZ RNA #EAEAIHI 4 L RESNTHN. INSHRIS T ZHAEEIFHRMIC MSP (CEFN.
RIEBRLSNEBITIEA T ZETREEN H .

2. BF-REE

BAMRFSEME 6,235 £(2021 F 6 ARFR)EMRIC—RT>I— NARZZERU. TiL
DZMIEHET definite BUL(E probable. possible, FFEZHDELFZEHIOFEGI 3D & 012
WEZRRWEBPIEZMREL. FFHlRERKIEIRZESEHX TOIRY > — MNABZERMU.
—IRABICEVT 31 BOFPIELDAEGIHD IEBIZVEW . INSOHEPIEZIISREL. ZIRY
- MNEBEZEEMUIZECS. 19 44(61.3%)KDEIENFS. definite 7 Bl (18 2 HIFRC .
probable 16 i, possible 3 FlMat 26 41/47 H1(55.3% ) DIEHRZINELU. BERARFFEELT.
SERFFED 61.9 % FOAESF#D 50.0 %, S2HIRFEF#D 56.4 % CHD. U D%E(d definite
27%. probable 62%. possible 11% T, ZEARTEL TEISEEEN 50%. MEADERREEA
27%. ABLiBhra ket 13%. JETH 7% Tholz. FRIERFRIE(L 81%ICRASN. BEELT
(& VCP i&{=F 65%. hnRNPA1 :E{=F 22%. MATR3ELF 13% Toholc. FIFAEIREF A
BEANF—H 73%EREZ< RVTENZ1-09&E 11%. FISARISARLERANE 8%. BN
S1YNE 8% THN. N—F Y XLNHFEOBD(I RN, 2R AEKIANF—ZRIEL
121(3 81% L ERbESEE T, BENZ1—0REB(F 27%. BNT1YNAEIF 19%. BIFEfIzEE
SRHE(E 15%. N—F2 Y R(E 4% Tirolz. BT R TR ARIANF-OFTERIRU T, M
B CKAED L F\#AFER. ARIERT R TEEZRL I EENEHoch'. Z8EP MRI IR
SUFTEEBMREHENZBE BN SN . — . B8/\P 1y NRZHL 2 MES LUEEY
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ALP 8 X #R. B> >F . BRI, HBVNIN—F Y RZiHELI2 RIZY MY RAR—4 -2 F10
MIBG {LAS > FHKRFEATOIERIN S EFNT. JARBRCEL TE FHAKIA/F-(CHLTINEY
BEDIEREMBE. IFIRAE(CHUTCATIFIRERE (TPPV) H—&BOAEFITITONTULA, X
BB DAEBN (FIEFERIT A TH O Frtz AR AIZREE CAEDEAEE DHRRCE D WTEHE I3
& VEZIECIRIRSE - S EEHVABIEE (S 38.5%. [BEALTEEFSHOREILIE 46.2%LLE
BHEEICEEFOTVN RREZRBCIITEREERBCMENZEI 311 38.5%. [[VELIH. IE
REONRSIER(RERE. POBIRKRELE). ATIFRFER N 23. 1%L EAE LTSN
Iz

Xk

1. Kimonis VE, Kovach MJ, Waggoner B, et al. Clinical and molecular studies in a
unique family with autosomal dominant limb-girdle muscular dystrophy and
Paget disease of bone. Genet Med 2: 232-241, 2000

2. Watts GD, Wymer ], Kovach MJ, et al. Inclusion body myopathy associated with
Paget disease of bone and frontotemporal dementia is caused by mutant valosin-
containing protein. Nat Genet 36: 377-381, 2004

3. Johnson JO, Mandrioli J, Benatar M, et al. Exome sequencing reveals VCP
mutations as a cause of familial ALS. Neuron 68: 857-864, 2010

4. Kim HJ, Kim NC, Wang YD, et al. Mutations in prion-like domains in hnRNPA2B1
and hnRNPA1 cause multisystem proteinopathy and ALS. Nature 495: 467-473,
2013

5. Taylor JP. Multisystem proteinopathy: intersecting genetics in muscle, bone, and
brain degeneration. Neurology 85: 658-660, 2015
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3. MSP[CH11D ZANF—DEEIREEZHR
1) SANF—%E9S MSP DEF -ERFRAEIR

ZRIREABE (multisystem proteinopathy: MSP) heDiE83 4 DOXRIRELDRH T,
AKRZA)(F— (inclusion body myopathy: IBM) (I/RIBZHFREXDZERR (rimmed
vacuole: RV) H&IEEHIFBERN, BAICE ARz HHE T 2BIEIRRETHD. IBM [F—&E
BRI TR, MR AAEES X (sporadic inclusion body myositis: SIBM) &(FER2ma(C
FERZE TS, IBM (& MSP TRZDRIZEL THIN . TDEF(INATHD. ERIDOEREHSZH
3. VCP ZRICES MSP1 Y MSP OFRITEEEESEE T, MSP1 Of1 9 EINSANF—%2293
BFERSTEETBTEEMEN DS 12, &B(C, #ik IBM 2233610 MSP1, 3~5 (6?) T
RESNTLS 319 (R1) . BAAN IBM-MSP &% MSP1, 3. 5 DIRENHD “® MSP1 Hf
BZEROTNS 12

JRBLCEDERDN, FHFRT - FHEMRE T RoOAL - EFEMEUDEN . TIORMAMEAL. H30\&
SEER - (AEMBAIR D ThELNSD (R1) . BETEZETNM (dropped head) 2E2932ENHD
%, BINE P (E MSP1 THEMISSERE(C, D MSP TEH3ENHH. —75. MSP5 TIZF

(38) (HEHEFCFRENEIIORN. 25 - IEEPEIRADONE T FEE TRIAE I 2HINHSI. FFEnY
TH3 7 MSP1 & MSP6 TIZRIG T =R EDEERATEREHDES 1013, &5 MSP3. 5 (C(355
VERITREDIREBHD. MSP1 & MSP5 T(IMIEARFEEDHRESHHDD. £<IC MSP1 EITHADOVES
BE (MIBREE) IFRICAKEDZIETEETHS. KBH ALS/FTD. PDB #5133
AJREMEN BDDIENS. FREF R ZE T 3.

2) MSP [CBIFBZA)NF—DIRE L2

IRJRIE - IR FEE R ERIPR RS AGEZ RV BZMNCE BREENMREZH IR, ME CK (X
[ERB~EE FRCEEFRUNZ V., HFHERT(RHEESEMEBMOMEMNZRL (REHE. IRIE
KT ERFRESTEAEHE) 2EMAEL. SHICEBRED (REBRBATHBEESUE) 2203 LH%
Lo MSP1. 5 (6?) TIHIEMMHHRRMEZCHNRUSSEN. MSP1, 3, 4 BUCZAR-— (BR) W
BOIHREN DD, FHIFMIIC MSP5 D—EB CEHZRE DR EEB MR IEHREEZEOSHN HREINT
WBH BIL T MSP OHRMGERBE(IIERE THd. SHCEISH NI T - IFIREEEIRE. O I]—
RE WEHTRS,

BiiE CT ([CLHO TREEAMOD. EMEOIEE. RIRIUSORU2BE A6 CAERF BN RIEZEN
3. B4 MRI TIAERFBERUICEZEZEN T1 SIESLRD. INSREEMHODERENRELTE(CEEE
NTL3E00 2, JFHAICL O TRRBBIHKRIETITHD (R1)

BOWTCEIRONEBIEEERE TS 5. MSP1~5 (6?) OB 3ARIEFTR(E. RV 44
SEMRRIRMZE (KRR, REEOIEI) THO. CNICEREOMRREMZE (NBFEE.
INEALARHE ERABAREESR., ARISHET A TRHERE) MBRUATENZ W 41D, RV (FEHEIRHEC S
HENBH. FNCINZ R UNURBIELU THZEER(CIE SR AR FRHE(CHII D XEMREZ N EE
HEESTREISR 1 OFIRIERHB. MSP1, 4~5 (6?) TIIEIE - BEMRHELDERMEZS
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DEMBTZANOT— B LOREEHS >0,

A _Eo—fzarmIErr RICHX . B FEEMER C (3% WEHIRREI/INEIR D1 I X MR ALK

(tubulofilamentous inclusion) %&2%%. MSP3, MSP5 T(IIEDEE IR ABKNIREEINT
W3 47, Ffe, SR b T3 transactive response DNA-binding protein 43 kDa

(TDP-43) %(EUsHET S RNA FEETIVINIBLUIVINIDRFZN—H— (AEFF>.
p62/sequestosome-1) FIEDOHIFREANII AREZIHEIRTED, INSRETDEEIINI(IH
BIZUIGEVHHAN. [RREGFEMNEIRSHD L TDP-43 EHITHREURD. fithshiiikU
NF235NRH5SND (1) - MSP1 Tld VCP FHEOA - IR E E AARHRHERY T Do

B EQISIRZEHEFTRDOAR5T MBOFHEE (SIBM. A - I - ARE 4 - S25014% - 5
KHEZANTF —. BAERRHESANTF — RAIBIZA)NF—) ZFRINGBIET. BRARMIICEZHAT D (B2H
BEDIEZZSER) , &CSIBM EDIEERIFEET, FRAHEAIC MSP TRRERIICTFISERHBF > ARR
TUEERANE EN2HIEIREN L, FINEEADERZIKZEZRT sIBM L(IBI&HIRIEPIROER
5 21),

BB MSP1~5 (6?) FATRELANNTELEANREZSIIRIENIEETHD.
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4. MSP [CH(13RBRRAIEAELBAEDAEIR L2 HR

1) ZHRORL> b

OH AR XHBNEE Paget IROFFBE(CRIFRAISRELERANEZ ZL CEIHE . HBAWIHRE
PAB#(CFEAE 9 2 RISEAIBERLERAVE DR B (CHEVTH AR KHD\EE Paget RO KRN
[%E . MSP 25 VB FAREZITO.

@MSP (CH(FBRTERAIGRELERANAE DRRPREVRFEIE L T, 1T FEZ BRI BRAISREYSRANAE
(bvFTD)ZZ2 9 3IENB . FITHEERE . SEMBIERESE. EEO. BUHI N A E AR T
0. BRERFIHEITIERFE(SVPPA) 22T 2555055,

QB FIREZITIMRICL. VCP DT ZEIEICATV RIS (CMBOERF
(HNRNP2A1. HNRNPA1. SQSTM1. MATR3)DfEMT7Z1T D0

2) figE

MSP M 50~75%1* VCP mutation T&HD V. oE{=F[HNRNPA2B1(MSP2).
HNRNPA1(MSP3). SQSTM1(MSP4), MATR3(MSP5)](3# T3 2, FTD 405 T(3
VCP OZEESEE (L 2% U T TH3 2.

VCP ZEFIER 187 BHIODHTEIA/F—(F 90%. Paget J&l(d 40%. FTD (& 30%(5R65
nic. BAEFEn(TF1Y 56 5% (30 ®B~86 %) THD. IANF— (F1943 %) {° Paget 7w/ (F
19 42 3R LOEHERIE THAN . FTD DAL TTEEFIE Th3E@'EHoz Y. IBM. PDB.
FTD (314 BHEHEDBTROSNIZN, 3 DR TEEHULDIE 10% THolk, FTD Z2URIES
OHT, IBM EOSHDEARD 16%. PDB EOEHN 1 %. FTD EEIhA* 3% Thofz(X 1), 941
H5 VCP ZR(CL3 FTD (CBWT IBMPFD A 1/3 THN. IBMPFD Z& 81z IBM A4H5IHHY
90%. IBMPFD %ZZ iz PDB &4H5Ih) 40%. FTD B%(E 10% Téolc. —7. VCP LSZM
U 59 BICEHT, SREMEE S UGS 8 51(13%)THN. IBMPFD K2 5l (3%) . IBM L&
BHEIN 5 51 (8%). SRAVAEEEIR(L 1 HI(2%) THolz. TNBSDODHTLD, VCP ZEE(CH1FD MSP (C
BV TRANEE IR TRAE S 301 EDARDINED 10%IEE THD. %<4 IBM LQEHHFITHBE
BB,

BRERAV(C(ZHELRY IR FTD Oz 2L . KB (31TEIREE BLRIGRAIRERYERAIME (bVFTD) DR
BEZEIBENZ VN, BREURFME TSRS (sVPPA) LT ILY) (N —-BRAE A 29 3154
b3 >, HEIM(C(LHRITHEEREE, SEERBMREE, 7/(3—, BiEERT ©,
SRAVERFAEUTTEB DT FE(L 6~7 F£THS .
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FFGRFFEE S (AR 4)

1. VCP ZEREFEH 187 HIICHTBHELBIPER

IBMPFD, 10%

:

PDB & FTD, 1% \ IBM only, 37%

IBM & FTD, 16%

FCB only, 5%

IBM & PDB, 2?%/ FTD only, 3%

2. VCP ZEIJk—b 59 HloMER

Dementia only
(n=1, 2%)

IBM only
(n=22, 37%)

IBM + dementia?
n=5, 8%)

IBM + PDB
+ dementia
(n=2, 3%)
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5. MSP [CBIFZEB—1—-0VKE - )\ —FOY-XLADIEIREEZHR
1) MSP [CH13EEI = 1—OV%E
ZRMEAEAE (multisystem proteinopathy: MSP) (IZOREETFHNS 5 BUCHFES
nTHn. VITNORE THEENZ1 -0 EEZZEUERINREEIN TS SA/NF—. & paget
% (Paget disease of bone: PDB) ¢LEANEBHIZ1—-02¥%FE (motor neuron disease:
MND) OSBE(HEL VEDD. MSP (LS BHUED 1 DELTEETHD.
VCP BIEFEENRIRIE ALS O 1~2%% EHBEIRESN TS 2. MSP1 TOIRE TE HABE
B 1—- O AERE FALEENIZ 1— O AE R FCRODREFINZA. BRERAEIRDH CHIFEE ALS &
ERITRILERE THD V),
IBMPFD &52HTaN Tz 8 k% 17 BIDIRET Tld_EALEEI— 1—OAEIRNBASHM RO 3 41
(18%) THOIZEDD., 11 45 (65%) TIHASHDEENZ1—OMEIRNFESRINIEHRESEINT
B0, BERAERFIIRE T FALEEN =1 -0V BENHRINZLED RN Y, —HTIORE
Tld, BERQREZEOR 2 HITERVITNOREROEE —1 -0 EENERESN TV ED
5. FERHDES — 1 -0V EENERRBEREL TVWBEIEEMEC OV TEERINTWVS Y,

+®2. MSP O/RBILES"1—-0V%KE

MSP BT MND DO38E BRERTEIR
VCP 8.6% (16/187) IS ALS ERIRE Y
2 hnRNPA2B1 40% (2/5) > N
hnRNPA1 N iR ALS TIE_ERAEAL ©), frail arm B2 7,
BIRET
4 SQSTM1 B3 IS ALS ERIEE ©
5 MATR3 BR BT 2
N/A TIA1 N FHRIE ALS TERIERFREEIR. K3EN'Z ) 10
N/A OPTN1 EN FHRIE ALS T—EpEsEsT 1

& 3. VCPEEFERBMEHF ALS DEEFIISE 12
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MR (M:F) N=27 |15:12 ALS 051 F EFAER

i N=41 50.29+10.55 | Classic ALS | 36/40 (90) | IA/tF— 6/46 (13)

MFRER n/N (%) PMA 3/40 (7) FTD 4/46 (8)
TR 8/38 (21) Pyramidal ALS | 1/40 (2) PAEMEEIEE | 4/46 (8)
lnli}3 8/38 (21) FEFRIEIR 1/46 (2)
TS 16/38 (42) PDB 3/46 (6)




BRI 6/38 (16) IN—F>YZZ N | 2/46 (4)
2) MSP £33 )(—F>Y=X
MSP 055/\—F YT LAOHEIRMRESN TOZDFIREDETS MSP1 Dd THD. MSP1 Tl
Parkinson J& (Parkinson disease : PD) D$BRE(F 4%LIRESNTWS Y, VCP BIZFER
%62 PD (FEBNREERIEEEZ 20, RIRAEICIKRIET 3Lan TV D13 fF PD I
R— NCHIFBRZTIIRREEEIFD VCP B FERIHRINTHSY, VCP EEFER(L PD
OREEEFEUTE—RREITIZARW 19, UhU. VCP BIZFZEEAITIZ—F oYX AU DIE
AHEEREN TORWVEBINMFEL THED, FLEFIEEORWEEY PD LU TRAEUIERITHHF
FEDHIR(CED VCP B FEENMERSNITIEBINFEITIENS. T PD £& XS5 SRS
THREEDHEENMERINHE A LB FREMNELEZSNS 12,
‘4. MSP [CBFBIN—-F2Y I ROHEH
SRk | EfIER TR FEREFHin HIFAE FUN—F 2V IREN
DA RS
= 7 BB N EN:: BiF
13) 1 p.R155C 30 % A)\F—. PDB Bi7
14) 1 p.R159C 44 % N Bi7
15) 4 p.R191Q 64 % FTD. SA/(F— N
p.R191Q BH R
p.T262A 61 % FTD
p.T262A RBA BU
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6. MSP [CBIFBF/T 1Y MNEDREIR LM

B/\Z1yNR (Paget’s disease of bone, PDB) (JIEMDBFIIRBEDEET, BEETO
I EHARRC L2 BIRIRDBRIRTTEC ENICEISHLKERAIENNC LD, Ml SIS LS IUE
AVIE(L - BRAREDRZRR AL ZHFHE T D, (FEALDFITINEY IV AUIARTTF—E (ALP) Ot
FENH5ND. BEEROESRE. BEEIRELARESEHREOINER LOZER. BERMABEOBERIC
S TIRMEOZER I BEEIE. BERCHOBHEIAELHIE. KRB REDEERMEBRINT. &
NICEBBTOBREFRLERLEORKGEZE I, BIEREEZV, BEREMIIELR (25
%) &1 hPF (BEEMH) HMEEL : 1 THD. SinEICE V., THIEENKE AFBIKHTST
T(HRHTENTHIN . BEKTEFIERECZ N Y, 20 20 FRITEEHNZ RSOV TOIEIRI <
H&h. Rare variants (mutations)éUT SQSTM1 (p62). ZNF687 (zinc finger prot.
687). common variants £LT CSF1 (M-CSF1). OPTN (optineurin). RIN3 (ras rab
interactor 3). TM7SF4 (DCSTAMP)RENBASHETRDz. SQSTM1 mutations (FZRARED
50%. BRFEMED 20%(EH5ND 2o UNU . SEBRIGHIZRELE D) ABRBEDRIBERNRET
FILELTEZBNTWVS, 2. ME ALP EFRE X K. B> FI 57— OBHFZRAVTITS
3, Z0sald, 2006 FEOAFBDOZETDH A RS54 SEXEI AT MMWERESN TR BEHIRENZ

EEASHERSIESHEENDAL, 2018 F(CHEE D Paget’s Association DJJL—ThsHans
Clinical Guideline TEEETH3 . 2D 20 ERDES—DDiES (. PDB DEERFTRZH5R
HBEDEREDIRE THEEFIEDKIEEDIRENADIEFENEGH Z R DFTE L BISEATLIEN D
(#5N3 >, TNFRSF11A (RANK) mutations #5393 Familial Expansile Osteolysis.
Expansile Skeletal Hyperphosphatasia. Early-onset Familial Paget’s Disease.
Panostotic Expansile Bone-Disease. TNFRSF11A #»3U\& TNFRSF11B (RANK)
mutations £R8iE 93 Juvenile PDB ([CINXT. MSP O—¥R/Z LT classical PDB #5132
ENBASNER DTS, EDBGHEERELTHLZFEICHS5NS VCP (valosine-containing
protein) mutations L9M. HNRNPA2B1, HNRNPA1, SQSTM1, Matrin-3 mutations h
BEENTLS, Benatar M 50 8 KRR, 17 HIDIN—-ZXTHBE S, MSP17 IHAT 15 BICAFH
{KF. 10 5 PDB h'&0. HH#7451(% 8 B THoIz. PDB FEAEE#nE 30 meftih' 8 2 THEEFRIED
PDB T#%. &I/ {K T & PDB {4365 8 2O, K TAEIRSEITH 3 & T, PDB JE4TH' 5
£ Tz, IN% VCP mutations 10 5. HNRNPA2B1 mutations 4 I THTEH. PDB D&ES
FEIET® PDB WA K T (51T 2HINOPZ L MERIEEIRR THD. DFD PDB 25RHF(C(3AA /MK
TIEAREIRICEBENAUITH D, e MSP (LHFT S PDB (3. BFEFIE CHDEINER T (CFKITT
3ZENBHBE. B TAEIRD MSP 285 (C(E PDB OFTROFIvIN KN T2, AR,
classical PDB &EBRICEY)EBELL T amino-bisphosphonate ZFW%., FCK T
zoledronate ' PDB (CXU TEE—1EIREFELL TENDND .. AFBT PDB ([CEIGDHS amino-
bisphosphonate (& risedronate ®#& T3\, classical PDB (CX19 23R (ETHERERBED
T—ARICEDRIF THACENASHNERDDDHS (TR T) - MSP (C#5N% PDB (CX9
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7. ZWREELHTIV-

FIBICHEWGEIRTE FTD HLU PDB (dBH THEZ XSN TSN LERBISAE N S EILE
ALS PEARIANF—EFIOR(C, FRHEN T (CRBIEN TV EIREMEEHERIIN D, F 4 (FE
FHAAFTYVZHERL . FEDOLSICAFPICHII2AREOEREMAAZBIIE LU MSP ZRIEERU
HFIV-%ERR LTz,

A. ((TEHRED) HMEAMEEEAE: UTo (1), (2). 3). (A)02TEERITE0T!
(1) ETHORETERAMAEE R0, TNAICEDEEEENAEENTLS,
(2) RO a~f DIEIRO>50 3TEE H%ERT,
a. BRHNETE): T O3 DEEROSELEND 1 DU E%HRT,
OHENCRBIIRITE. QILEDPYF—ORIN. OEEN TEDBICBIESRITE)
b. EEALXIIESS
c. HEOBISEAOKI: LUFO 2 DEROIEVTNA 1 DM E#BET.
DB OERPRUECH I BRIGRIN, QHRHREKOMEL DR, G AREIED
SOETFRES
d. E#-EEM: UTFO3DEEROSEVTNN 1 DU EEBLT.
OEMENEORE. QRBENFERNLRITE. OFERESE
e. OEEMERBIBOZL: LUTO 3 EROI5VSND 1 DM E%ERT,
OESBIEFOZ(. QBE. BUE. BETEOEMN, @ ENERX FREE
f. FHROIBFHIRE(CHV T, B REMRAEEN R EBBMERFENTOBCENMDS T,
EATHEBEPEENHBN B,
(3) BISAZE\>@IEEEEATERICEESD MRI/CT TOZEHEH PET/SPECT TOABICIFIE FAHSN
3.
(4) BRoIBIT | U T OEBEESTERITES,
DT A=K, QLI /IMABIRANE, @B ERANE, @HEEATIER L ERFE. © AR
REREREMWE. OfAKEE. SDRRLOIEMESR, QRERE

B. EEIZ—1—-0OYE&E: BITO (1), (2). (3). (A)DETZHIIED.

(1) RAFIETH D,

(2) BBGETIETHD,

(3) HHEFRR -REPTR T, 5D a b b DLINHEELT .

SR Rt PiZoRle., SAED - CA%nRlsk, AFtealE (HIRtnalE) | FEER- TAAAIEO 4 sEISICHF
. TDEE "1 -0 MRS, SHEFEMR (ETHERSIEPT RILIEEREEITR) TE

RHETES.
a. 1 DB EOmEsC EADESN”1 -0 #&EZ:8% . 1D 2 DU EOmEs(C T pESHN —1—-0>
RN DD,

b. & E.[CFEFZEIAMOBEESE T TFERNDD. BARD 1 tEg E(C EASIUTFALES)
:1_ D \/1ﬁﬂih\‘@5 o
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(4) BRoVEZHT: I ORBEETERITES.
OhkE-BERER (B5. SFMEUE. STHEE. BB UERL)
QOFREHFRER (ZERMEE”1-0/F— ELEZ1-0/F-1E)

C. BAGKSANF—: LIFD (1). (2). (3). (4). (B)DETHEBIED,

(1) BR8bind U NTIRfIED. BAm/s P BB O EHE - A DR T

(2) & CK BN EE~FEE LR

(3) EKLEFIRE (FFERSE) ([CHI3EEELT?

(4) BISIRIEZINEAECHBIIZFIR: Tada, b, cOVINA 1 DLl EE d Z‘\IT

a. RERDZERDZHDRHHRAME

. BOMIREEE(CHIFS tubulofilamentous inclusion OFFTE (B FIEMER)

c. RNA#ESER (TDP-43, hnRNPA1, hnRNPA2B1, matrin-3 &) &L(3EAE DR
_Y—h— (p62, ubiquitin &) BHEOMHREARNI ALK (RLUEREREE)

d. FZEEZMCIEERERRIECHITD MHC class I FIRPEIALMATSBEERHRN
(5) BRSVEZRR: UTOEEBZETHERITES,

ORFEAERE (SR RU7R. VEER. BEAHRER) | OXEMERE (ZSFEHX/
RIERHH . AR, BV IMRIANF-F) | QfFFrILim (EEAMEEAARE. A N1
ZE¥)  OFFERIEIREY (EREAFEIRIVE. SR EAFENDAEIREY) . OWMESANF— (B
IRBRFPEB AT — #BUKAE, BIFIABRIEEER R BN AMIANTF-F) | @FFIEHAN
F— (BHEREE. BUSE. A0/ RIANF-F)  QFREANF— (RXUZZANF - &
DIPHR. VFEIZIATIR. FIORIANTF — EREBIAITERE. 20Mh) . @FFERRHEIAN
F—. @RAIBIZANF— (GNE ZANF—, =4FBIZA/)UF—. 2DAth)

BRSTYNE: UTo (1)~B)2TaErs, )
(1) BEE XSGR - ZREESBIRIN - SI L OREOS BT R
(2) B OFII71—-TOEEE K
(3) RS2l U TORBE2TERTES ERNEHMSSCEERETD) .
OBEE (BEFRM-i)
QIBHOBRERIERE
(4) BEMR: MBA L PELEIBRBIV-H1— (BEALP) HaE*>

E. BEEEFOERDHR
BEXID VCP. HNRNPA2B1. HNRNPA1. SQSTM1 £LK(& MATR3 DEEEFEE

<g#oh7IV->

Definite

ERER (A, (TEVRELDY) AisRMAISRELERANAE and/or B.EENZ1-02ER) | AR
(C.HARIANF-) | 8KEEEE (D.B/N\Z1yNR) Oundnh 2 DB k. E.BEAIORS:E
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Bz FERZEIS.

Probable

ERR (A, (TEVRELDY) aisRMISRELERANAE and/or B.EEZ1-0VKR) | AEE
(C.HARIANF-) | BKEEEE (D.B/NZ1YNR) OLINhH 1 D¢, E.BIXORhEE(R
FERZEITD. 20\ HREER (A, ((THHEREL) misafISRRLERAIE and/or B.IEE)
Z1-0VER) YRR (CHARIANTF-) (BLKEEEER (D.&/ZyNR) oundgnh
2D EZ#BL. A~D DVINHORIEEEZBI .

Possible

ERER (A, (TEVREZDY) AisRMAISRELERANAE and/or B.EENZ1—-02%&R) | AR
(C.HAERIANF-) (EKEBEEER (D.B/NZ1YNR) OLINnh 1 D%H8L. E. BIXOR:E
B FIORNERN AR AEDEZRZZZHDIN. HDWE A~D OVWINHIOFREEEZEI
%o

AU BAESBAORBEAEL HEOSITRELE(CETS,

E2) SEE MR B RHZRE, BENR ISR EMESN RV ETRE N BB,

#3) Guidelines for diagnosis and management of Paget's disease of bone in Japan.
J Bone Miner Metab. 2006;24(5):359-67.(C#93

Y Ehe SHE KBRS, EES, RBFHIS (Prevalence and clinical features of
Paget’s disease of bone in Japan. J Bone Miner Metab (2006) 24:186-190. &/\
T1yNRE7SXISBN : ISBN978-4-89775-201-9 (BHBREFSFEIT. I1IU1IV A
hR) #28) .

E5) HBOEOMNFERBTEN SN ESERIEHS (Prevalence and clinical features of
Paget’s disease of bone in Japan. J Bone Miner Metab (2006) 24:186-190) .
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