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Duchenne #! #}; > A + @ 7 ¢ — (Duchenne muscular
dystrophy; DMD) & dystrophin {5 7D EEIZ X V) 585E L,
WATVEICRHAOZN® & 2 HEEEETH L VY. 2~5
REICERDR TV, ERR WV EOBRTRE TR 2N S
CENLL, 10 AR THIBITHEE, BHTFAEGE RS,
Z D%, 20 ~ 30 AT G EEL OHEETIECT 5 H
FEREEERTH L Y. EETIE, ALK, angiotensin
converting enzyme (ACE) BHEIER BEHrdE 7 & o fi#
BRI LV HEACHEMPER LYY, 0% EEGT 2
DMD BEH LAV TEHLBALNDL L) I hoTE b
b, #HENY FETALREEERTH D05 KN
TOA XY SN, BREE), EEANOIHZ &2 B2 R
AEOE (QOL) 28R S LT\ % 45 5 DMD 2 Sl 12
DV, EHOFHA, EEHAE, QOL M %t 5 &rif
M2 BRI 2 B 2 R o 2D THET 5.
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FER T

BEAIE - SREE © FFRt Tz L

PNIREE @ 41 elE & 0 BTSRRI G

BUARIE © WMERFSE 22 L. WOBRATRMGIE 1 4 » AT,
3 RIS ARAT SR & 84 S AR AE RS & A & ) DMD &

dystrophin

ZWr S 7 (R o dystrophin %% Ye fh 3 & U Western
blot fENT L AMEFT). 9 welr X V) BEREAT %2 H AL,
11 REF IS BEARBE & o7z, 12 ERATAREE 22 0, 19 7%
WIS EBREGTFOMHAZ G L2 2 O &P K
&Y, 21 RIS 28 & S2BR I IR RE AL 0 72 0 KU )
BAA % B AT S NN LR 23385 & 7 o 72, 44 REREICFEMED
7o OFREIENUANGE & 72 1) BBEE RN & MifT S 1, BRIV T2,
— M B ARPTH B R 132 cm, fkE 35kg (BMI : 20.1). Ifil
JT. 88/49 mmHg, HRiT187/ 4, #&. MgEfidA Mg &L T.
D RER L. I LR EE R K. DU B
Mgk, BHOEE AL D7

AR R, HIBEIE 14 A WISC-R 12 CTE 31 1Q 115,
FIEMEIQ 98, A IQ 108 LIEH TH o 7. 457y, el
FANRHFGEA 7 — v 1x 29/30 ML IEHTH - 72, BififET
TR O], SEOWETES, HFOBMEIEKE AL,
SEYIRP O ORI, HEOB XV a0 %
bbWTaI 2=/ —3a Y AWRETH 72, EFHHTF X
b O TR, RO DT A B A R L CITIE5E
ERMEAXELTEY, By, HHiE—MTETh o7
(Table 1). PUPBERCEHIZHEA L Cv/zns, EERE, HE
R AR E DR T2

AT R« A ClE BNP (B MV o AFIRAR T
FF) EA5LLOMmE, —MAEFICRmE R L. WLy b
NIENTE BT & & L, 4RSS, S S IHEH
DIRERERE & ) kR BRALE 25 2 57z (Fig. 1A). &5
3D-CT Tl Cobb ff 71 £ & SEHHANZE % A & D72 (Fig. 1B).
DRI T, V2-4 12 ST k5, V4-6 IC RIEMEAR
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Table 1 The precise functional assessment of the facial and lingual
muscles in two cases.
Case 1 Case 2
M. frontalis WF WF
M. corrugator supercilii NF NF
M. orbicularis oculi WF WF
M. procerus NF NF
M. orbicularis oris WF F
M. levator labii superioris NF NF
M. levator anguli oris NF F
M. buccinator NF NF
M. risorius WF WF
M. mentalis NF NF
M. platysma NF NF
M. genioglossus WF F
M. hyoglossus WF F
M. styloglossus WF F
M. palatoglossus NF NF
M. longitudinal WF NF

E functional; WE weak functional; NE not functional; M, muscle.
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AL DTz, B S A Tl LR O BEE BT
WA ONTZ, R <, BAEER 63.9%, WEEMEHGE
329% & L EREEB) X Rz Twiz (Fig. 1C). Multiplex
ligation-dependent probe amplification (MLPA) #:i12X %
dystrophin {5 TN Tl exon 50 IZKE%E AL, MDD
exon & 5 { T Hijl exon @ PCR 128\ T b exon 50 DA DK
RKHPMER S NIz, REIZTRXTHED S ORBERETREY
BT OfH N TIN5 5 IRETlad 575, EREOT/8— b
NOSHERE WY, FoXy FETEHFOTHII Ty a >
PR T LU — L b2 B> T3 (Fig. 2A, B).
VA RE7 4 —® QOLFHIRETH 5 MDQOL-60" % b £\
72 QOL &HiiCIX, #BAFTAIL587/1,100 H & E <, =2 TDH
K, K, A, v o THIHEPEEE TH- 72
(Fig. 3).
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Chest X-ray, wholebody CT scan, and echocardiography of Case 1.

A; Case 1 shows mild cardiomegaly and atelectasis, pleural effusion, and pleural thickening of the right lung on chest

X-ray. B; Whole body three-dimensional CT scan shows severe scoliosis. C; M-mode echocardiography shows almost

normal motion of the left ventricular wall.
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Case 2

Fig. 2 Daily life of the two cases.
A; Case 1 goes shopping at a mall with his family and a medical staff. B; Case 1 plays TV game and use a personal computer by
moving his tongue. C, D; Case 2 coats a base of copper enameling and paint a picture with a brush in his mouth.
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BUWRIE © AR L. WLORTHBIZ 1% 6 #» HTH
D, AFRBRCENT R TE R W L 298 SN, WRER X
) DMD & Sl Sz (FAERIERREAT). 7 MR LB AR
Erotz, QRTTHEITAREE 2 Y, 13 I BRI RO
MZBME L7z 20 RERE & D RIEIREE - 22 ) SEYIBR %
WiAT S NN TP 2R & 7 o 72, 43 iR 23RO 72 0 #E]
BHORTRE L 72 ) BHEERN 2 B2 2\, BRIV 5.

— M B RETHL - B 137 cm, AT 35kg (BMI : 18.6). Ifil
JT- 98/66 mmHg, Nkit 85/ 47, #. MaEBILIMiH, (LE % L.
BEE NG, DRI B S I, DURRIER, W3R, BHEEE
A7z

HEESA T R 8 B WISC-R 12 TS BN IQ 83, @ik
1Q 73, MAIQ 75 LEREMIBEINT & A L 7z7s, 45 kO
YETEAN R R 7 — V1% 28/30 M E EH Th o 72, ith
RECIXEBERONT], BEOWE FEE, HOBERKE AL
W, [REWHAF O OREIIAREEZD, HEOB X/ 3
VELLWTII A — g VITEETH o7, EFEHH
F A DTN, A RO b F 02 EE) 2 5% L CIEIEE
ERMEAERLCEY, HEM, SHE—RUETH o
(Table 1). PUBCBERCSHEI ¢ NTHEL Ty, EKERE
B AR E IR A L Do 72,
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Fig. 3 Evaluation of the quality of life by MDQoL-60.
Two patients maintain their QOL to some extent.

AT R - MR sy, —MA b B g2 L. il
i BNP 37.3 pg/m! (1EH 18 pg/ml LLT) S HREE R %2 A &0
7o ML v b AR OIEREL 49% & IERE AL D 7 Ao
7 (Fig. 4A). 4% 3D-CT Tl Cobb fi 59 F£ & HHEMZ %
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Fig. 4 Chest X-ray, wholebody CT Scan, and echocardiography of Case 2.

A; Case 2 shows no cardiomegaly on Chest X-ray. B; Whole body three-dimensional CT scan shows mild scoliosis. C;

M-mode echocardiography shows mild hypokinesia of the left ventricular wall.

TAH Y, BEHEE39.6%, WM 19.1% & BRI =G
T % & & 72 (Fig. 4C). MLPA 12 X % dystrophin i& =
TR Tl exon 46 ~ 52 [CRFH A L D7z,

ADL FHEB] 1 & FARI B Y T TR H N TP 25
LEURIRRECTH 575, MRS & L COWCEZ M CLEBR
O TFHAER M % B 2 % > T\ 5 (Fig. 2C, D). K238
VaArELBEWNHABET LI L LHDH. MDQoL-60 I &
% QOL FFAM T I3 #8 A 51 A4 1% 698/1,100 A1 & w5 <, fa HE K,
W, OHIMWZSE, ADL, HHE &\ o 7o FAIHE NS T
& -7- (Fig.3).
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Fig. 5 Cardiac function by echocardiography in Duchenne muscular
dystrophy patients of our hospital.

There was no correlation between age and ejection fraction. Each

arrow shows Case 1 and Case 2, respectively.

2461 (12 ~ 45 1%) 2B B OHEREIZLER & BB < ST
Y (Fig. 5), N LI ZRE% DRI 10 @A CEE LA S
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ARKEV. A T2EFE BAREILEFTHY, Znbolk
AT AR I s r— Y a VEDA BV L b —
WELTETFOND. F7z, SRIEAT L7560 72 I <
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r—=yary—ViRiTs ETEETHLEEL LN,
HTE, exon skipping #5EE 7% £ DMD (Zx) 9 2 KRG
BRASHEATHI T 230 | 72 2 iR OIS 0 IR R 72
EERHET D LT, e OBETER, ML LENTT R
LRREESEATEE, QOL 7 &, &7 DMD #B# ORFRGE DM
MALEL R >TL 5. 5Hb DMD BEOHFMIILEE L T
W Z EpHERI S, DMD © B EZB S 201295 BT
b, AR2EBID X D %k DMD BE ORFHIEETH S &
Bbis.
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Two cases of Duchenne muscular dystrophy over 40 years after onset

Masatoshi Ishizaki, M.D.", Hidetsugu Ueyama, M.D.”, Teruaki Masuda, M.D.”,
Yasuto Nishida, M.D.", Shigehiro Imamura, M.D."” and Yukio Ando, M.D.”

UDepartment of Neurology, Kumamoto Saisyunsou National Hospital

“Department of Neurology, Graduate School of Medical Sciences, Kumamoto University

We report two 45 year old men with Duchenne muscular dystrophy. Case 1 showed a deleted exon 50 of the
dystrophin gene by MLPA analysis, and Case 2 showed deleted exons 46-52. Both patients presented with severe
weakness of the skeletal muscles and respiratory dysfunction, while cardiac involvement was mild and cognitive function
was almost normal. The patients are able to shop at a mall, participate in activities, and attend hobbies, although they are
bedridden with artificial respiration through tracheotomy. With the progress of the respiratory care and cardiac protective
therapy, the prognosis of Duchenne muscular dystrophy has improved remarkably. At present, it is possible to survive

over 40 years with maintenance of quality of life, if cardiac damage is not severe.

(Clin Neurol 2013;53:293-298)
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