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distal myopathies

YA MR T 4=, ZRMR TOME O
P B (myopathy) TIZIREER Z 1LIZ8 W U 2%
HFACTRES N, fE, Bk, THZ EPUBGEA O I
ey & {fR7e s,

FM DO SR EIN D DI, ke k5 R
(neuropathy) @ Z & 23% 25, fisak= i M <
HEEOF RS SR ONS & &, ZIUTEMA I 43
F—LIFEN T2, @R I F /85— L LTl
SNTHEBIZ A D &, B, BARIEIR,
BEHLIENZ DTz 72, WA I F/83F—13n D
PORBMOFEORHEEZEZ LN TVDH, T
T, A7 z—7v®Welander |2 & ) fiiF Sh7zd
DIXFER S % <, WROAEEEETH D 2 LD
RBENTVWD L, FEIROE—PED 5 A T—HREH
L%z b, Welander® & b T3,

RIBTIEFAFID 2204 (rimmed vacuole ; RV) % &

EXl =rshim=4)(F—

WEELT LML, HYA IR T 4 =BT SR
BIOWHEHEGEEET 2P MESN TV D, T
NHEFITIIEL, RN EELEBRE L), FY
RS ERIETH 2 L, HRIEIGE RS W
A, HOEEBIIRE L R o TWD, F A
BIFNF—mRIITRLE Y,

Welander LS BI= A )\F—
(Welander type distal myopathy)

Welander B id 2 7 = — 5 > DAL O E T i &
NTWBA, K TIEHYUT S L) ewtizash
TV, AETIZA0RIABEICF RO MK T
(K7 2T v, RUNRHETHEW) TR
Nb, FilZlE, THLSOH MK THAEERD Z &
bdbo BIBICHEITL, LAZWICEMATICS &5
AL L ARRAE D KIAI], R G REOBIE, Wl
MAHEDOBE, FRISHIBNZERAASNS, ¥4 71
MAEIL 5 A 7 28I L METH B0 RECHT I
FEREMEY A bu T 4 =125,

ANETIXEETHEIZ2p131CH Y, TIALEET
ZI—FLTW5, BRFIEMRILA ML RIZBERL
TVWBEVDONRTVEHFEIZIAHTDH 5,

— _ _ BhRIE
b teyieae EIGFEE BT FEY
= 3 f&EN D Z2ha
Welander type B 2p13 TIA1 - #
TMD (Udd) B 2qg31 titin +#+ +
Laing type B % 14911 MYH7 + -
OPDM (Satoyoshi) B ? ? - #
VCPDM B & 5q31 matrin-3 - +
DMRYV (GNE myopathy) % % 9p12—13 GNE - H#
Miyoshi myopathy % % 2p13 dysferlin # +/—=

TMD : tibial muscular dystrophy
OPDM : oculopharyngodistal myopathy

VCPDM : vocal cord paralysis and pharyngeal weakness with distal myopathy

DMRV : distal myopathy with rimmed vacuoles
MYH7 “myosin heavy chain 7

GNE : UDP-N-acetylglucosamine 2 -epimerase/N-acetylmannosamine kinase

AIEEEHIA NOT 14—
(tibial muscular dystrophy (Udd))

WHAAAREEEEE LD, titin BEZTICEESD
%, titin (connectin & BIFIEN BT EHHB) 137
IF Y747 AL PEPATLUTHAEL, TiHFOKRIE
%)) (resting tension) 2> TWA EEZ LN TW»
%o BIZTIEIEKTCDNAT82kb b dH %,

RIENZT7 4 ¥ 7 ¥ Feulbk LzeIcZ <, A
F2 6 DFEF T\,

FERE VT HAE AR &8, A4 o0al D) T BRI 55 3R
ENd, BIFETETH D, EHIZIIEALRS
N\, HAERTEMY A ba 7 4 =KD R %2R
L, &Y 22d LIFLISRD 5D, AR
I3 BRI S U3 2 s

R D Z2h3 (rimmed vacuole ; RV) &
BB S A )IF—
(distal myopathy with rimmed vacuoles) ¥

AIE L H etk S @z % &£ ), GNE (UDP-N-
acetylglucosamine 2-epimerase/ N—acetyl—mannosa—
mine kinase) BETICEERLNH B Y, TOERIIFK
W VE B A K %5 5E (hereditary inclusion body

RV BUSATRIS A/ \F —

myopathy : hIBM) TADOH» D, RBRICAFETH AD
Dotz MHZF—RETH D, ZORERITEE
HOMES > 7 VIRORHIC ST 5, FHE, BER
EFNVEYTIE YT NVRIEMEERL, T VERE
HIXEF VB CTORIETFICAERITHEY, 7272
L, COREEHR BRI 22 a2 & OBRIEIH S A
IZENTV RV, AETIHEMHEMIE SN S
EHHY, WRRH L\ O T, ki Tld GNE myopathy
LRSI NAMEINCD o

1. BRAREER

15 DARE A0 DA E T ICZ <, 207012 D
L DRIEE R D, BRLLHELIREND, WF
JERIZRATICET A DT, DFRICHPAL L
v, Ay SHBUFR T, BEEROAESD £
PV RETHD, #BITLTL B EDEEDNTA-
723FT, WhbWLRELOEEL D, THIITHRO
IS DA TR EN L 720T, 15 5 aiEE
AR R ENZ DRIARIEDORHTH S (K1), K
BEPUSE A 13 EAT L CH R Sz v (K2) 7,

HEAIZ IR, FTROA LR 53 KRG,
WD L2ZWICR SR, BRERI0ENITHRITA
L %bbONEw, FhfahLEiroREN,
L7Z2WISIENIC A TL o FLERRYHIH X 0 il

B EHMOBREEREZR I

RVELERIBIS 4 )\F—D
CTi®

JREIER (A) D SRIEBEIDNERICE
&1, BRICE]BUL TV, TIREED
BEEANE IR <FED>TWD. NIED
RRDYET LIZHITH (B), ABRRIEID
AlE R <FEOTVBDA, BREID/\LZ
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RV ELEHRIS A /\F—

% < DEFIFAEICTREDMD WAL Y E CRELS N e 22i8 (RELD 22/8) Zd»

%o Gomori b & 0O—AZE% [X 400]

RV BUS{IEIS A /\F—

RV BUE{TRIS A )\ F—
RRT DY AT 1D T A T2IRMER D HZ <IE2TVD. MIRRMZE(ED

R E SNDREDIIRES 1 TDEHE (fiber type grouping) [&dSTUIEL,
JUF—2/ ATPase [ X 200]

ZEhalFEREDRE 0 > TRIFET Do H&E [X 900]

O HNETAASNL, CKIED LRI Hw
n, HoTHRETH L, MBI IFEMT HAE
LDTHAHD, LI UISEEOMRRIE AT R oOR
AR Do KMARIREREZIER TH 5,

2. BARIEFRR

TR 720 & XM 2l sd b, 2 sl
PWIRCROPE TR & S 7z (rimmed) IREICH
I LIYHOTFHNTz,

CORVZD S DITHEFFRME % <, HRIHEE
By ANTT 4 —, g, RO ZE & &K

HANOT— rimmed vacuole Z 560
(BEX38?) Ca (&R ?)
_____ .
== FE=—=
=== E=SS=5
w . N2 v
e FtEiRsE 55 AR HE S I O B 4
EEN RVELRABY=S A )\ F— — e — ——
Gomori MU & O—LZSETRD & <RHINBZ0 (A) [FEK = = = I=E= 1
277 5—BITEMERGBD, FRET B (B). F/cATPase THD ==k = F=F = N —
&L KRBT DA T IRMEICH, BRI DY A T 2IFHICHRVD (5AVJ—LBEREED LR
T B (O TR [X 550] J J
ARRIE R BEARRG
L DBERICALND (=8 REMRE] VELE —_— —_—
) T T E== EeEsEeEeEeE
A E6(p198)). AIETIHRVHAEDLOTEL, % ﬁﬁ? == =0t
DD ZEVERT R (WS D BEFE & 2 IS HE Ttk 7 Y & I
. i le ARk
YY) R B, RV IR A OB, % " {rimmed Vf;““”“
- L N “n.
c;fulé%fo %k%z%hfLé B4E R O
SERLR & AL R IR 5 &, WiIRIERE
I TH, FAEBICERWELD A SN D, ik ==e o o == (ZLLBERR)
=51
ERAARFEZRL, RV 2D FEhdiz L L 3
INSTER R LTHAET 50 RVOKREE, BId— Re=d Lt EE
EL, ZROFMOERROWE L, H&ET J 4

3 < (P HEYE), Gomori MY 7 o — AZEETIE

G GBS H

ofs OB GBS

A RVELERI= A )(F—
BFEMHE CHDE, HEBEMEFE CTH ST VERIRY
HEFEROSTU VI PECARZERTSH D EHDNS
[X'4,000]

HGged 5 (B3)o RVISFHMAMEZ MM L TAh D L
TIVO ORITHAET LI LD S (R4),
CORVIZFLIELIZMER R 7 7 ¥ — Eifitk2w <,
Z AT 28HEM T ICAEAIE T B (R5)0 D
TLTLBE, ZLDREBTY A T1RHED TN S
A 728 ML VL (F 4 T THMEERT) 72 5 (16),
BSOS |3 A R AT IR, £ 0
LI E K OB TEEORB VA RMED I )
YO LD REIMEEY (3 ) VMR A B (K7).
CORVIIHIE L7 & ) ICHAR 7 7 & — LG
BEWZ L XY, Z0HND S 4 Y V—24 (Iyso-
some) N THEWE 2 H &K X1 (autophagic
phenomenon), DWTHILEN, Zo@EYL LT
3T UIMERELDZDTH A ) (= [EFIEWE

BYZAROT 4 —EBBRDZERICED

B IEBEEDHE
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= ENEREI YA NOT 4 —

SIFENEAESE YA RO T 4 —

BHERDZREEREZR S

SFESENASH YA ROT —DCTH

FRIIEID O TEREED & 5 A8, BHEANFATRIND. BIEDRIKES

fldL<Zo>TWD

IZ & 3 #8%%1%] X165 ~68 (p286, 287)), DL
R OZVEBARIL,  FRHE O BEIE - E AR,
FHAENEBRIBY A T 74 —OEMBRE IR
ELRRoTWS (F8). F72EMNIC15~20nm D
NEIRT7 4 7 2 ¥ P BRE AK (tubulofilamentous
inclusion) % & % (= [EFIEMEIC £ 2 ERBE]
46, 47 (p275)Jo

EBMEEHYZA NOT 4 — (Z=1F)
(distal muscular dystrophy (Miyoshi))®

AP O BIZT IR 25tk (2p13) 18D %o

ZO/ETEIru—= v FEN, BETEDIZ
dysferlin & f74 Sh, AHRAMER I RET 59,

FRMRHEDR/NAE), IRIERRME (RE), opaque iR (), FRAERRHME (BRH)) DEIET D, IRTE - FEHRHE
HEZIEITARICZ UL HEE [X 350]

BEIR AR

1. ERREEIR

AIEL, ZUFHIC K D R BARSIERIZE & 5
VAMu 74— LTHRMICHESINIZELD
SRPGEMAE Y A ba T 4 — L HIFER T W,

CO=GFRE, RVELL MU BAERICHIEL, b
RNERRREE L 505, BEEMIFATRENS
CENREEFBTH S (K9, 10), T/, CKAHIZ
TadrzyRBHI AT T4 =T 51385
e, HBERHNIHHEEZILEZRL, ML
ILOREFIFLEAEALN R, #EFTT D LN
bREREN, BT EOXBIDDEDTK b B
B A w74 — (LGMD 2B) bz 1M, K
EHIZFR—TH2DT, HRERKBDPEL D O0H
FENTVL(E[1HI 2 AT 1 —] 85 (p84)]s

SFEEMRHH YA MO T 4 —

NF—, IRIFEREMESF)\F—

BB Eamy 2 hO 7 «— (S4F8), RVELERRIS F

N RVEIEME | IREREGE

=mm | TE0C | Ches

B R | ARensl | RRERSE | BRGEEE

| REERE | 15~308 | 15~30% | SOMLUE
& iR, PEE.
% ﬁig B SEEE |

R

BKmE | B E I-BE | I-BE
BHRMERSE W T T
g | P W T T
% | BERDZE - m ¥
B o B . B

T

BFIEMIE C L SR SNIIRIERH. BROEBHIE (P) B 51D
[%1,000]

2. FHiRIEFRR

BYAIA T4 —DHOTEL, ZFORRBEFRD
HUO I RRHEDIERE - i TH B W, Fa v v
ABH A bR T 4 —LIIFHLL, RO KN
RNEDSH SN, AEFSE ) BIEHHE &GP
PED RO % F50 FRARRME & BAETEICRRO 2 (B11),
AHETILIEIE - FAEMMEIREZ 2 LT EL 2w
L, #IUERRHE D D 7. AT BTl AR BT
HEASEE 2 WMEAS L 220 R ), B-— O
b VAT VY YHUREMA L T ORI
LGt TR S et S e v (= [1 FHT X
FE7 1 —]1X86 (p84)]-

BT BB D BE R X O HARMENS
T5ZENHERTES (B12), WEHRGHEBRH
AT AHZ 0L, HFEACELOREMLOBE X %2
b OB MO AL TWB 2 EIZE->TD
HAF s NTWw b,

AR I FNF—DH T, Welander B 5 < »
L—RBHA L LTHROLNTE L, TRITINMA
T, FPRLA200RGHREHALALZLTINE

ZZzHNb, ZO2DDHEENRHGEH AR I A /3
F—OEIRE, B AR OLBEEZR2IIRL
720 TORPH O DPD LI, BRIERIT =078
ERVANZHERM X S PTWT Y, FWHETREMIZIE
FolKRELLDTH 5,

ERIREEEMIBY = A /)\F—
(oculopharyngodistal myopathy)

1. BREREEIR

Satoyoshi 512 & ) @l SN E T, W
e MEVEEE LD LEZON TV D, F15#ER
THELPFE > T, AEDRE (22 LCT405%
DIRR) WCHRBS T Can$ b, SRHREIRRE, HET - A
HREE AL B ORES®R L, FTHIZTAD,
WA RO % L s (F13), (ZIZRIFIC, R (E
& LUCHIKE ) OMKT, FEifizdkh, ROFH
BEENAROND, Tz LBEMH DRSNS, A
IRRARHEATIET, BT E 201k 525, Ady
FaE L v IRIFGER Y A ba 7 4 — &I 3#EET
3R 7% % (PABP2#EIZ T ICERIZR V),

2. FARIEFRR

Satoyoshi 51, FifEHEDOKIARFE DY, FrE
BRI Z L Wzofi Y A v a7 4 —ofi Ric—
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ARIREE = By BT 505, HMIBAZEREAALNDL EBRXTW5E, i 5) Nishino I, Noguchi S, Murayama K, et al: Distal

SANF— PHRE S NIARE OMFRAL I W T, 22 i3 myopathy with rimmed vacuoles is allelic to %
| i%ﬁggi%ﬁ iﬁi?iiﬁbﬁffg Wy ERTHEI L, HRBHALLZLVWIE (K hereditary inclusion body myopathy. Neurology 59 : g
(drooping jaw) 14) 75, RIEDOFRIFIZRV Bm 7R I F/8F — 1689-1693, 2002. g%
(RRBERENAL R WS EHLPITEN TV D, BNOE AEKIZ 6) Malicdan MC, Noguchi S, Hayashi YK, et al: s
fgfmﬁ%ﬁi@ug%k FEMER I N TR0, Prophylactic treatment with sialic acid metabolites iﬁ
precludes the development of the myopathic %
I Pt BRIKERELEH D Z hOT « — phenotype in the DMRV-hIBM mouse model. Nat 5
MR BF A7 B X o 28 — (2 OB L 72 JE S Med 15 : 690-695, 2009. —
: MRMEEE RIS 2 A b & 7 4 — (oculopharyngeal mus- 7) Argov Z, Yarom R: " Rimmed vacuole myopathy” E
———— \°EF—. cillar dystrophy) 3% %, WM AEEERT, # sparing the qua(?lriceps. A unique disorder in Iranian };E
R D[R B LD s o T (D) 118 51 (AT HAEEE 14 et fh R (14911.2—-q13) 126 ), £ Jews. JNeurol Sci 641 33-43, 1984. 7

%o BHISHEDEETE - BERH SNE. COEAR T < BEOBHHE Tz O #AZ F % $ i d poly (A) binding protein 2 8) Miyoshi K, Kawai H, lwasa M, et al : Autosomal

e EB—SEED SRS Nfce Gomori hU 70— LZ5E [X 150]

(PABP2) BIZTHICH 2, MG, Wi, WHEES
MRENLZDIZFELLTWAHEA, WUEHEH TR
BN, RENTOLEMBENTH L, YA b
07 4 —DHFDOWTWBED, B - Az L L,
I 22 % 3B, FABNICIEEES. 5 nm D 7 4
FAY PERDL (E15)0 AEIIIH YA a7 4 —
DEHDDT LN TV DD, FIREAIIE Y A
FE7 4 =D RIZZ L,
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