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{ Abstract ]

A family of facioscapulohumeral muscular dystrophy confirmed by D4Z4 deletion on
chromosome 4q35
Jae Young Lee, Jee Young Kim, Joong-Goo Kim, Ji-Hoon Kang, Jay Chol Choi, Jung Seok Lee,
: and Sa-Yoon Kang -

Department of Neurology, Jeju National University Schoo! of Medicine, Jeju, Korea
Facioscapulchumeral muscular dystrophy (FSHD). is an autosomal dominant form of muscutar dystrophy characierizéd by

progressive weakness and wasling of the facial, shoulder-girdle and upper arm muscles. Recently, FSHD is diagnosed by a
molecular genetic test showing a deletion of integral copies of a 3.3 kb DNA repeat motif named D4Z4, We report a famity

showing clinical and genetic findings consistent with the FSHD. (J Med Life Sci 2009;6:184-186}
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Figure 1. Morphology of the patient shows more thinner

upper arm than forearm (Popeye appearance) typical of
facioscapulohumeral muscular dystrophy,

Figure 2. Convential electrophoresis and southern blot analysis
of EcoRI and EcoRI/BInl digested DNA from the patient and
his mother revealed a 22-kb sized EcoRI fragment{ patient, *
mother of the patient) resistant to Blnl digestion.
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Allsle 1 and 1'- 25 ¥b and 22 1, respectively (D424 repeat #6)
Allele 2 and 2 - 25 Kb and 22 Kb, respectivaly (D424 repeat #6)
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