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Fig. 1 A) Chest radiograph and B) electrocardiogram (ECG) of the patient.
A) Chest radiograph shows cardiac hypertrophy (cardiothoracic ratio [CTR]: 58%). B) ECG shows bradycardia (heart rate [HR]: 38 bpm) and
the absence of P-wave and junctional escape rhythm. This finding suggests atrial standstill.

PUBEEREASIA S 7z, OB 5 A CHEIRAL i iE O
BT OGRS, LR L9 Ui, (MRS L X 723k
BoRA Y TURHIMN AR E 2o 72,

ABERE— B G R - B 177.2 em, 1R 69.2 kg, BMI
22.0, IilJf 113/66 mmHg, MR+ 40 bpm - %%, {4 36.6°C,
Sp0, 98% (room air) .

ABERRE AT A A, LIRS IIRT, &SIO%E%x
B, FOMORHRRIZHS 20 BEIEEO R o7
B R TS B E B, T R, A BR U 2 A R
7275, WARE AR FLIRIE RO S e o 72 WK, Hi
AT, TRR=EAE CIEFH A (MMT) 4 F2RE & TR
LSRR KT % 3R 7278, 2 OMOERM O F I IR
7wz, THRROMEIERIZEES T, percussion myotonia
%> grip myotonia b 52D Ao 7z, VU OB HEE SCGHE ST L
THBY, BWEFHIED SNk ro 7z B S H 7 BEETMG 1L
DB, PSR R pes cavus, I, #4588 7z &
FHEOBEIIRO SN o7

FACAT L AR S Tl CK 632 TU/ (L H#E{IE - 59~248 TU/) ,
TN T =¥ 9410/l (FEHEfE © 2.0~5810/1) & FkliFEH
D LG EBDIZA, ZOMIFFRR T REFRIERD 2o 7.
P ARS HUlh 7 & % O SRR ETHUESR, o 7V a v ¥ —
BIGHEOR T IZFED SN h o7z, EEIIRERE IS LT —
77U ERARLTWS20, PTEINR1.99 IEENR S
7278, APTT, D-% A < —7% S0 BEERER O B350
Zedro 7z, WIE ToOMmERE T, MEFERICEES KT (7
vFhurerIiEE, TurAg y C-SiEE, VI F
) ¥ UPUR) IIREHENCThH -7, YA M T 4 VBT

fi# T (multiplex ligation-dependent probe amplification; MLPA
%) ERETH o7

ML >~ b B (Fig. 1A) T, DWELL 58 % FEE D
DR Z RO 72, 12 FH3E.0EM (Fig. 1B) TILL311%L 38 bpm
BREORIRTH Y, F7zPIRKIAL M) AT
HERD, LE#ELOFRTH o7z WIREEERA TIZ%VC
101.8% & PRI ARE E RO B o 7o LR AR A
Tl EF50% & A BRI QT &, OO T BE RIS O BE
BT, FEEILERO, EEIIRERIM E —RT 8 RT
Holz.

E{§AAS © H MR Cld, T, SRaR (% - T, 5 5 <l
LI AROEET RO 7. [FEAL L short-TT inversion
recovery (STIR) TEHEFTH Y, WEOIRIEEI SO
7o, W CT TIXEEEW, Mle 7 2§02 % o7z (Fig.
2). i MRI Ti&, W5 2Bt EE O RISRED SN o7z,

TR AR FLAA AT © ST TR AT, U CRUIEIE,
ARG - AR BB HATFEN & 520, TRIGHE T TR T
B B 7 EOHIFMEZACE FE D BT A 2RO, FEICTRR=E T
VETH o7z, MO REMRAILEET R TH o 7.

BRI R0 Ly AT HL, B TEMARE R S H Y A ha 7 4 —
B S EE bz, ORI E OG0 S B i~ A b
07 4 —, W2 07 0 O e B LR A ha T g —
R I FNTF = B RS 728, BRI RO A TR
WEEcd 0, £ RO FiEMRE T L7, ShA R
KTIEERITHORIAED LS, BEIORHMEL 2 WA/ E
O FAEAE % DR 72, Myosin ATPase Tl type 1 fiber
atrophy %3724 511, modified Gomori trichrome 3¢t Tl &



60 : 556 it AR AR A

60 % 8 5 (2020 : 8)

Fig. 2 MRI and CT findings of the lower thigh of the patient.
A: MRI, T,-weighted image (1.5 T; TR, 711 ms; TE, 11 ms) and B: MRI, T,-weighted image (1.5 T; TR, 4,590 ms; TE, 106 ms) show high-
intensity signals, and C: MRI, short-TT inversion recovery image (1.5 T; TR, 4,230 ms; TE, 64 ms) shows iso-intensity signals in both the

soleus muscles. D: Plain CT image shows low density in both the soleus muscles. R: right; L: left.
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Fig. 3 Histopathological findings of the muscle biopsy specimen from the left biceps muscle of the arm.

(A) On hematoxylin & eosin (H&E) staining, marked variation is observed in fiber size. Although necrotic fibers are absent, some regenerating

fibers are seen. Some fibers with internal nuclei are also observed. Mononuclear cell infiltration is not seen in the endomysium. Perifascicular

atrophy is also not seen. Endomysial fibrosis is minimal to mild in the specimen. Bar = 100 pm. (B) On modified Gomori trichrome (mGT)

staining, no ragged-red fibers, fibers with rimmed vacuoles, or nemaline rods are seen. Bar = 50 um. (C) On ATPase staining, type 1 fiber

atrophy is seen. Bar = 100 pm. (D) Immunohistochemical analysis with an anti-emerin antibody shows the complete absence of nuclear

staining. The insert shows normal nuclear emerin staining on a control muscle. Bar = 50 pm.
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Fig. 4 Patient photographs.
(A) No joint contractures are observed in the elbow and ankle joint (arrows). (B) Mild joint contracture is observed in the neck (arrow). Fig.4 is

published with patient’s permission.
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Abstract
A case of Emery-Dreifuss muscular dystrophy with slight joint contracture

Shintaro Fujii, M.D.", Katsuki Eguchi, M.D.?, Chika Sato, M.D.", Yoshihiko Saito, M.D.?,
Luh Ari Indrawati, M.D.?, Shinichi Shirai, M.D., Ph.D.?, Ichizo Nishino, M.D., Ph.D.? and Ichiro Yabe, M.D., Ph.D.?

U Department of Neurology, Faculty of Medicine and Graduate School of Medicine, Hokkaido University
2 Department of Neurology, National Center of Neurology and Psychiatry

A 42-year-old man with a history of two previous coronary embolisms was referred to our hospital. He had been
experiencing muscle weakness since he was around 40 years old. He had muscle atrophy of the scapula, upper arm, and
lower extremities, and electromyography revealed myogenic changes in the limb muscles. Histopathological analysis of
the muscle biopsy specimen revealed a complete deficiency of emerin protein, and genetic examination revealed a
mutation in the emerin (EMD) gene, resulting in a diagnosis of Emery-Dreifuss muscular dystrophy (EDMD). EDMD is
a muscular disorder with three symptoms: joint contracture at early onset, muscle weakness and atrophy, and cardiac
dysfunction. Although this patient showed no obvious joint contracture, the course and clinical symptoms vary among
patients. Therefore, in patients in whom clinical diagnosis is difficult, muscle biopsy and genetic testing should be
performed for EDMD in order to prevent sudden death due to this disease.

(Rinsho Shinkeigaku (Clin Neurol) 2020;60:554-559)
Key words: Emery-Dreifuss muscular dystrophy, joint contracture, muscle weakness, cardiac dysfunction, genetic
counseling




