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— Abstract —
Miyoshi myopathy: A Case Report

[I-Sun Lew, M.D., Eun-Ha Park, M.D., Sung-Bom Pyun, M.D.**, Ph.D.,
Sin- Kwang Kang, M.D.*, Young-Chul Choi, M.D.***

Department of Rehabilitation Medicine, and Pathol ogy*,
Asan Medical Center, University of Ulsan College of Medicine,
Department of Rehabilitation Medicine, Korea University College of Medicine**,
Department of Neurology, Youngdong Severance Hospital, Yonsei University College of Medicineg***

We report a 25-year-old man who manifested typical symptoms of Miyoshi myopathy with brief review
of literatures. Miyoshi myopathy is a rare distal myopathy which develops between 15 and 30 years of
age and starts from the distal muscles, especially posterior compartment of the legs. Creatine kinase (CK)
level is characteristically elevated to 10~100 fold above normal range. Electromyographic findings are
compatible with myopathy and muscle biopsy shows myopathic changes with non-rimmed vacuoles and
absence of dysferlin protein on immunostaining.
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Fig. 2. Pathologic findings of muscle biopsy in biceps femoris long head. (A) Mild size variation of myofibers and scattered necrotic
fibers. Rimmed vacuole is not observed (H& E, X 200 magnification). (B) Absence of Dysferlin (immunofluorescence, X 200

magnification).
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7)ol Z2go] W Et} ® =3 Welanderd& F=2 4
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Tablel. Needle Electromyographic Findings

o A :Lg,]i | Al AN BE) wAg
93" CK $27F g7l 3~5u) ojelz dsdhe 4
01]*1 Miyoshid Z8¥Z3 79& 4 9o 993

Hﬂz,] o}zﬂ goﬂc 71—1:&0] Z a3l JOZ]Q_'E.E-‘E
@ﬂ YA 24 (inclusion body myositis)e &
Qedl, = A dTAZ T e A¥E
st 4= 9lo] Miyoshid <&H¥Sde vy, o
FS7F A M e FE EFoG &t 233 &
A¥ A=A ZFZZ(flexor pollicis longus), dkAl

e F2 dWEHZA(restus femoris)olv AAF
(anterior tibialis)o.2 Y9 Mul olg} =9 Fd
ME 2950 E8E F Slvhs M= Miyoshi®

LEH S hEEY” O 9oz A74HE F Char-
cot-Marie-Tooth II Fze] 7hdHo] Fgztd, 20t
ZEHEE 9 R 259 o3tE Holw, 7t Al e

Muscle Insertional activity ~ Spontaneous activity MUAP* Recruitment pattern
Rt. Deltoid Normal - Small amplitude, short duration Polys Increased
Biceps Brachii [1A* F&P (+) Small amplitude, short duration Polys Increased
Flexor Carpi Radidis 1A - Normal Full
First Dorsal Interosseous ~ Normal - Small amplitude, short duration Polys Increased
Vastus Laterlais 1A F&P (++) Small amplitude, short duration Polys Increased
Tibialis Anterior 1A F&P (++) Small amplitude, short duration Polys Increased
Gastrocnemius DIA2? F&P (+-++) Small amplitude, short duration Polys Increased
Lt. Tibialis Anterior 1A F&P (++) Small amplitude, short duration Polys Increased
1. l1A: increased insertional activity
2. DIA: decreased insertional activity
3. F & P fibrillation potential & positive sharp wave
4. MUAP: motor unit action potential
Table 2. Subtypes of Distal Myopathies4
Type Inheritance  Gene location Initial weakness Creatine Kinase Muscle Biopsy
Welander type AD! 2p13 Hands: finger/wrist Normal or dightly ~ Myopathic with rimmed
Late adult onset | extensors increased vacuoles
Markesberry-Griggs type Legs: anterior Normal ordlightly ~ Myopathic with rimmed
Late adult onset 11 AD 2031-33 compartment increased vacuoles
Nonekatype AR? 2pl-ql Legs: anterior dlightly increased Myopathic with
Early adult onset | ’ .
compartment usually <5x normal rimmed vacuoles
Miyoshi type Legs: posterior compartment Increased Myopathic with
Early adult onset |1 AR 2p12-13 ; occasionally the anterior non-rimmed vacuoles and
(Dysferlin)  compartment or hip girdle 10150 > normal vessicles
Laing type 14911 Legs: anterior compartment,  slightly increased, Myopathic
Early adult onset I11 AD neck flexor usually <3 normal

1. AD: Autosomal dominant
2. AR: Autosomal recessive
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Holw, ZAHAA Z5HF &
Miyoshi®d <&¥E2 & .
at2 o] A9 2yt vehve g A
& Agtate] 7hdo] H 3t (Table 3).°
Miyoshid <5152l Ul taie A 44
Ao A sarcolemmadA dysferlin olghe o]
SAY 2aEo] ‘dysferlinopathy 7} 2 f¢loz A
7+ {3 Jut." Dysferlinopathys 444 2p13. 30l
AXstAA  dysferlin ©@¥-2 encodingsts A}
(DYSF gene)2] Ed®ol2 olg) @HAsted &9
ole] F¥& A& Aol (deletion), A EAW
(insertion) ¥ olyz}l, o EWol(missense) &
< Fou]l ol (nonsense)s ¢ thdsiA £
Hol w2lo] EXg siglo] EAlekA] ¥eth Eok &
A2 (genotype) 2 @3 (phenotype)Atolel 35
Lol wE dAvdol fla, dF FAP M=
7F5Ul (intra-familial), 712t (inter-familial)¢]
ol Js] theket Aoz duiA Qlrt”
Dysferlinopathy®] 9/ %33 (clinical pheno-
type)< Miyoshi®@ <& ¥ oz} AhE Zo|d
4% 2B(limb girdle muscular dystrophy 2B,
LGMD 2B)7} leH FY3g DYSF kel E9H
ol7} ##HT, o]+ Miyoshid <¢§¥H33 LGMD
2B7} A2 DYSF F3ake] tig-fd2ke] 3 (allelic
variation)o|2h= AMdE YERH * dysferlinopathy
7F LGMD 2BZ Yehd % 931, Miyoshid &%

A

4

2P =

Table 3. Differential Diagnoses of the Distal Myopathies Pre-
senting with Leg Weakness®

Charcot-Marie-Tooth disease (neuronal form)
Myotonic dystrophy
Distal chronic muscular atrophy
Inflammatory myopathies
(esp. inclusion body myositis)

Motor neuropathies (e.g., lead toxicity, porphyria)
Facioscapulohumeral muscular dystrophy
Scapuloperoneal syndromes

Nonspecific histology

Nemaline myopathy

Central core disease
Centronuclear myopathy
Debranching enzyme deficiency myopathy
Phosphorylase b kinase deficiency
Lipid storage myopathy

Hsoz wdd = gty t97] DYSFY &Yt
Hol7} g 71 WollA] Miyoshid <+SH¥ 353 LGMD
2B9] T /A m¥EFPoz Y Fx lon C Eg
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