st oA E 2|53 K| 10(1):66~69,2007  ISSN 1229-6414

A Case of Facioscapulohumeral Muscular Dystrophy Confirmed
by Genetic Analysis
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Facioscapulohumeral muscular dystrophy (FSHD), the third most common inherited muscular dystrophy, is an auto-
somal dominant disease characterized by progressive weakness and wasting of the facial, shoulder-girdle, upper arm, foot
extensor, and pelvic girdle muscles. FSHD is caused by contraction of the polymorphic D4Z4 repeat in the subtelomere
of chromosome 4q. However, there has been no report of genetically confirmed FSHD in Korea. We report a patient
with FSHD who was found to have a deletion of D4Z4 repeat on chromosome 4q35.
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Figure 1. Pedigree of facioscapulohu-
meral muscular dystrophy family. The
dark filled symbols represent affected
male ( ® ) and female ( ® ).

Figure 2. Hematoxylin and Eosin(H&E) stain of muscle
biopsy (x200). The muscle biopsy also shows nonspecific
myopathic changes, often with inflammatory infiltrates.
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Figure 3. Southern blot analysis result. Convential
electrophoresis and Southern blot analysis of
EcoRl (E) and EcoRUBInl (E/B) digested DNA
from the patient and daughter revealed a 28-kb
sized EcoRI fragment (*), which is reduced to
25-kb fragment by double indigestion (lanes
labeled E/B, **). M1, 1 kb size marker; M2, high
molecular weight size marker.

gusEze] 2Rl SARANE 98 49
Lo Zash Aol Az,

=M BLSHAERT = 4qFMAS] subtelo—
mere©] X3t FcoRI fragmentso]] ZE3HE the 9 (poly—
morphic) D474 repeat®] 4=Z(contraction)o] 2]3}o] ¥
Aystc T JAFQI o) A EeoRI fragments= 40 KbollA] 300
Kb7HA] cabet 2718 A3 o, ol Agmas
fAERH 3R}o| A= EcoRI fragments®] 7|7} 10~
35 Kb ZrobA Qlrh’ QAFZARS FeoRI fragments©)
7)o} ofste] AYEL), 2717} HopaE o 0K
ot QlabzAto] Aam, ol Al Al B9 %
Ao Yepdt) ' 2 Z#|= EcoRI fragments®] 27|17} 28
Kbo g Ztopx| glo] th& d=olAfEISHAERT
ghatol| wlste] A} o =9 FK9 F915 o] ¢l tf
E A SOl U= ATt

AN BIRUALERT Y] FHRY o4t Fel=
H LA Hgls] ura A QAN T1of whsto] R efAy st
o7 gAY 4= Sl AR T o] ifo] thsliA
Loy mach M 2 ANT1 T2 o] mir} Agato] Aby
Aol 7150l o)d& Zefisto] o] WA= 7ol S
At A AR @9k’

Korean J Clin Neurophysiol / Volume 10 / June, 2008



Ao ALY LERTE YHo| ehfFo] %
ZNefl MR AF ALY 9] 24 Fsha A
7 QWste] SERoL FUR B SALEIH Aua
A9l g A wE e,
PHPE R e FEehA) ekt B FeolA

Uk owu TH

A}

ol
-

(foot extensor)< 7;%.

% o) Ao YurEy

60~75%°1 4 Ul EEA Gob Aol ELst

[e]
o
o o
=z o}-g;];q 0] Our JJ:L Alx]—o]/ﬂ—o] }‘—}77}1] adHA AR
oh WlE] st B gk B e Y
AL, A AN, ARAHAE BE Ao R 18 9 TARS
gl

AAEL FHEHo] HE glo] dgolrsiz
0] g YRR A B9l ol Bagel
A x| B AU 4qPMA| Q] DAZ4 SAGEAL EF
of Aeket g AUstslol Bugit,

REFERENCES

1. van der Maarel SM, Tawil R. Facioscapulohumeral muscular
dystrophy. Muscle Nerve 2006;34:1-15.

Korean J Clin Neurophysiol / Volume 10 / June, 2008

10.

. Lee YG, Park GC.

RUXNZMoz Zittet Z20HEZSCAERZD 10]

Shoulder motion after scapulothoracic
arthrodesis of the facioscapulohumeral type of progressive
muscular dystrophy(PMD). J Korean Orthop Assoc 1997;32:
126-132.

. Choi YH, Hwang YK, Seo YI, Kang MS, Kim HJ, Kim NS,

et al. A family of facioscapulohumeral muscular dystrophy. J
Korean Neurol Assoc 1993;11:121-126.

. Choi CU, Kwon JU, Kwon H, Lee SH. Facioscapulohumeral

muscular dystrophy: report of two cases. J Korean Orthop
Assoc 1991;26:1354-1358.

. Emery AE. Population frequencies of inherited neuromuscular

diseases-a world survey. Neuromuscul Disord 1991;1:19-29.

. Nakagawa M, Matsuzaki T, Osame M. Facioscapulohumeral

muscular dystrophy: clinical diversity and genetic abnormal-
ities in Japanese patients. Intern med 1997;36:333-339.

. van der Maarel SM, Frants RR, Padberg GW. Facios-

capulohumeral muscular dystrophy. Biochim et Biophys Acta
2007;1772:186-194.

. Laoudj-Chenivesse D, Carnac G, Bisbal C, Hugon G, Bouillot

S, Desnuelle C. Increased levels of adenine nucleotide
translocator 1 protein and response to oxidative stress are early
events in facioscapulohumeral muscular dystrophy muscle. J

Mol Med 2005;83:216-224.

. van Overveld PG, Enthoven L, Ricci E, Rossi M, Felicetti L,

Jeanpierre M, et al. Variable hypomethylation of D4Z4 in
facioscapulohumeral muscular dystrophy. Ann Neurol 2005;58:
569-76.

Trevisan CP, Pastorello E, Barchitte A. Facioscapulohumeral
muscular dystrophy and occurrence of heart arrhythmia. Eur
Neurol 2006;56;1-5.

69



