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— Abstract —

Miyoshi Myopathy Confirmed by Molecular Genetics

Min Kyun Oh, M.D., Jin Hong Jo, M.D., Chang Han Lee, M .D.,
Eun Shin Lee, M.D., Hee Suk Shin, M.D., and Chul Ho Yoon, M .D.

Department of Rehabilitation Medicine and Institute of Health Science,
Gyeongsang National University College of Medicine

Most muscle disorders produce proximal weakness. Some myopathies manifest predominantly or exclu-
sively distal weakness. Type [ early adult onset distal myopathy or Miyoshi myopathy is rare myopathy
inherited autosomal recessive pattern, characterized by weakness and atrophy that begins in the posterior
compartment muscles of the legs.

The onset of symptomsisin between 15 and 30 years of age. It is associated with markedly elevated crea-
tine kinase levels and has dystrophic changes on muscle histopathology. The gene has been recently
mapped to chromosome 2p13, which codes for the dysferlin protein. Up to date, less than 45 dysferlin
(DY SF) mutations have been described.

We report a case of Miyoshi myopathy confirming a mutation in the dysferlin gene.

Key Words: Miyoshi myopathy, Distal myopathy, Dysferlin

M B A Z7bEE . Z2ge] Q7] Aol WA ZrpEc 2 A
A% Awe THEA EAGAN B Aaste A
fRRe] ZEWEe 29N ok 2 Ushg 2ozl hAZA tgEly Eagdddez dys-
A9 ok Yehfle A% 28 Zo] ok TE2  ferling FEslels fHAA < %ﬂbﬂol% vehy
sze gAAoAY Atdoz wysls 2843 = S = duE A7 457 A= dysferlin
o2 A sxo 995 250 APAe & ok Zdwo]r}t B o] Y}’
7} 9%S Exor dhn Ty AWoge] At U A= A o)g Wt g omw BAbgAR
A8 g we TR BREDY o] F st AARR #1d Bak gt AxEe Tuzsys
2l Miyoshi typed A4 d4fdoz 15~304 o dFFEe Hol E"Z}Trzﬁ}ﬁ’\}"ﬂ’ﬂ dysferhn

al
Zao] Wt skA] U9N FFE Awlste] kol FAA} WolE Ho] MiyoshiZS$H o2 3 =
Z719] Yehte o] EAAon Wo] MPeFE 3 A7)l B nd3 8 Haudhe ulo|t)
2A)9] Z95-9F FAo Y9F 259 kst
Ads LETErE Wrtetoz A7) ofggol A
"t ¥F creatine kinaseZt 3449 10~100u)7}

Address reprint requests to Chul Ho Yoon, M.D.

Department of Rehabilitation Medicine, Gyeongsang National University College of Medicine,
#90 Chilam-dong, Jinju-si, 660-702, Korea

TEL : 82-55-750-8255, FAX:82-55-750-8255, E-mail : yoonch@nongae.gsnu.ac.kr

—148 —



SARAS AR =T E Miyoshi 25E8&

5 I 48A F 2
ko] 184l FabA] f1eko] F I 3640 Hafo]
E7Fsste] B QB Zeolgtn e e
U FH2AL 5 BE HAks #<le] 76t Aldst
= e A o B B A T o ] o
7 AHEL 5 S4] jidh (Fig. 1)

HAY: 28Ad] e Adsta, 224de 85
4-5HZY FMR EdEF S WUt

A 184 AFH &k fleke] FEA R SIS
onf F4e ofste} gspyh WHREY. 214 AFHE
o7 Ak =717 e Az kA 9
o] XYYt

23410l B olgr]dellA 24H S Aldaley g
g ke w2 o e 4d AFE S
won 27t Bago] ErbsstA Ak &
2AEA] ea Aol vhihA] Bads 914
o ddsted A8 T HaY Fofjo gt ek g

o] &t4 5\-24_1 T2y AAa A A= 475, A=
I YA F&2 4599, 747
A A ﬂ% of‘r 5W o]stol|l A ZFHzto] FHAE Q).
AR Bl A FE SR A a8t
2] v]EZo] FEo] Aoy HiHer siA] 29
5 25L& BEH AT (Fig. 2)

Ard 24 A ddie e Asket
HAFA Glucose 373 mg/dl, AST/ALT 65/113
U/L, CK/LDH 2100/309 U/LZ &3] CK7} &3}

N\

Fig. 1. Pedigree of the patient's family shows that the old sister
has similar symptoms that of patient.
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Fig. 2. Atrophy of both gastrocnemius muscles.
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Table 1. Findingsin Needle Electromyography
Muscle (Right side) Fib PSW NMU Short poly Long poly Recruitment
Tibialis anterior + ++ + + R/IC
Extensor digitorum brevis ++ +++ + + R/IC
Gastrocnemius 0 0 0 Atrophic
Abductor hallucis + + + R/IC
Vastus medialis + + + + R/IC
Gluteus medius 0 0 + R/IC
Abductor pollicis brevis 0 0 + R/C
First dorsal interossei 0 0 + + + R/IC
Extensor carpi radialis 0 0 + + R/IC
Biceps brachii 0 0 + R/IC
Deltoid + + + + R/C
Infraspinatus 0 0 + R/C

NMU: Normal motor unit action potential
PSW: Positive sharp wave

Fib: Fibrillation

Short poly: Short polyphasic MUAP
Long poly: Long polyphasic MUAP

R/C: Reduced to complete

A C TG G A GEIAG AC GG G

AW

A C TG G A GEIA G A C G G @G

cDNAsequence ~  -ATGGAGCCA
Amino acid sequence M E P
Control

Patient

Fig. 3. Mutation analysis of the DY SF genein the patient revealed anovel nonsense mutation (¢.3307A>T Lys1103X) in exon 30 (arrow)
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