ChEHIZIDISIR 16(5):732~738, 1998 ISSN 1225-7044

e
Becker® ZO|ZS0IM ZIMH 2o| HIZAY

TSI SIRicEl ARSI, SOMISIIA, HEBIA", YNETHE
[ e

HES  HeUs olmY” Yk TS - olgE

Non-Uniformity of Muscle Pathology in Becker Muscular Dystrophy
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Becker muscular dystrophy is a X-linked recessive disease with the affected gene at locus Xp21, characterized by
progressive muscular weakness. Without the definite family history, it has been known that the diagnosis of this disease
is almost impossible on clinical grounds alone. We reviewed the muscle pathology of two casses of genetically con-
firmed Becker muscular dystrophy to know the diagnositc significances of this study. The first case, a 20 year old man,
is the classical one with definite family history of X-linked recessive heredity. The muscle pathology of the biceps
showed dystrophic muscular changes, including increased internal nuclei, marked variation of fiber sizes and mild
endomysial fibrosis. The dystrophin stain of the muscle was also confirmative for the diagnosis. The second case was a
32 year old man who has been biopsied his left vastus lateralis 5 years before this genetic diagnosis. This case is a spo-
radic one without the family history. The diagnosis at the time of muscle biopsy was limb-girdle muscular dystorphy or
inclusion body myositis because of the typical rimmed vacuoles and marked variation of fiber sizes. The dystophin
stain was not available at that time. Our conclusion is that the molecular genetic study and/or dystrophin protein test of
muscle biopsy should be done in every clinically suspected patient, including limb-girdie muscular dystorphy, inclusion
body myositis or rimmed vacuolar myopathies.
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Figure 1. The pedigree shows the fumily members of case 1(A), and case 2(B). An arrow indicates proband. Ml and @ represent
Becker muscular dystrophy patient with dystrophin 45 exon deletion confirmed by multiplex PCR, [} and (O represent male and
female, 5 is suspected Becker muscular dystrophy on history. A slash through a symbol indicated that the person is deceased.
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Figure 2. Analysis of dystrophin gene by multiplex polymerase chain reaction(PCR). The exons represented by each PCR product
are indicated on the left (PC=positive control, M=marker). A) A Becker muscular dystrophy patient with the deletion of exon 45 of
the dystrophin gene in case 1. B) The patient (II-1) shows the deletion of exon 45, and 48 of the dystrophin gene. The other family

members show normal band pattern.
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