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1) Japanese myotonic dystrophy type 2 patients
carry a haplotype different from the
European founder haplotype. &~ A ¥ — |

Matsuura T, Kimura T, Kitao R, Komori T,
Toda T, Ohno K., 11th International
myotonic dystrophy consortium meeting
(IDMC-11), 2017/9/5-9, San Francisco, CA,
USA, [E#

2) A—_"—FEa—: U E— MNEOJFRE L RZENE
AH =R A, KNEfiE, 2017 FEAMEERY:
SAFRER KRS (ConBio2017) [V—2va v
71 U E— MNEIZI T DARRZENE O 5y 1B AR
Bz B4 LT, 2017/12/8, [EN.
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2V, —EDEIG TERHGEECOMEELZET L2 ENMLINLTND. o, KEERES
HLRVZDHVA BT 4 ) RF—BEORBIL, MHEEL L CoREHEZHS 2L b2, Ni#
FREFEH L Vo lEmIC W T EERMETH L. Lo LmEMAlE b H Y, BT —4
IR F TR, BEE A2 £ L iz review HIT E A E 7R, RIFETHE, kEYA T 4 v
EHREFEROVICV A M7 4 ) NF—BERB ARG E U, @EEH, WIRRHY, s
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#9 90 %A REHLAN D Ok & WY ShTnd
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3-26 %, YLAEALLARIEIX 8-16 % & Wi 295
TWD. T, MERE BSOS ORI X
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JEICI T DIERFEBIBEE, () r—Av U —X
DFE L, 7oL &MAT L7z, FEEE : Duchenne
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dystrophinopathy, female,carriers, mother, genotype,
inactivation, cardiomyopathy, magnetic resonance
imaging (MRI), CMR, LGE, pregnancy, delivery,
quality of life (QOL), burden, caregiver, treatment,
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)7 LROFELEDTHE, KETA e T 4 Vi Miyazaki T, Kawai H, Yamada H, Iwase T,

(DMD) (Z351F DA BB 1, Bl E Asaike M, Takao S, Kobayashi M, Ishizaki M,
2.5-19%, YLIEFLAGAE 7.3-16.7% Th > 72, (c) Matsumura T, Yoshimura M, Kimura E.
BRI TR E LB ibEEZ2f Detection and management of cardiomyopathy
T LM A v 7 ¢ E 93 il (10 3Cik) @ in female dystrophinopathy carriers. Journal of
F LTI, FHF R 20.8 + 17.4 5% (range:1-73), the Neurological Sciences. Mar 15;386:74-80,
HATANHE 15.1% ()4 s 30.0 + 20.4 55%), /Lo 2018.

PR5E 17.2% (CF¥I4FH 38.2 £ 15.9 %) Th o 7. (2) Ishizaki M, Kobayashi M, Adachi K,
DfFEESIHEMIIAERICER CTh 72 Matsumura T, Kimura E.  Female
(p<0.01) AHE RN OV TERSAERL A ATV, [EIR dystrophinopathy: Review of current literature.
56T d % Neuromuscular Disorders (2 F8# Neuromuscular Disord. in press, 2018.
FETHD WIFEIEETHER 2). (3) Kobayashi M, Hatakeyama T, Ishizaki M,
QLMY A e 7 4 VERBREERLRIZY Adachi K, Morita M, Yonemoto N, Matsumura
A ba T4 ) RF—BERB ARG L LIZhm T, Toyoshima |, Kimura E. Medical attitudes
& ak— MR survey for female dystrophinopathy carriers in
£ DMD B R 2 Z ke L C £ 72 NHO 1 Japan. Internal Medicine. Mar 9. doi:
EIRBE O R A T L U, AFEET, G 10.2169/interanalmedicine. 0163-17, 2018.
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R, M, FEEEE, miE CKEIZLY F. 233
ZMIPHEE SN LED A ha 7 ¢ VR 1) Lee T, Takeshima Y, Kusunoki N, et al.

FROWVICRHARMEEN b ZDEI A e 7 ¢ Differences in carrier frequency between
INNF—BEORBITH L. BUE, HKMFZIZT mothers of Duchenne and Becker muscular
mMEEZESPHTTHS. dystrophy patients. J Hum Genet. 59:46-50,
R) BEHERS [Fav U XM A b7 4 2014,

—VA R T74—2014] EBEIL, VAT 2) Politano L, Nigro V, Nigro G, et al.
A ) IRTF—BENHEEDA BNV AT T, Development of cardiomyopathy in female
FRR O Z B, REZE - M2E41E carriers of Duchenne and Becker muscular
B L7e. EEEA S > 7Tz, Web > MD dystrophies. JAMA. 275:1335-1338, 1996.
clinical station for doctors  3) Hoogerwaard EM, Bakker E, Ippel PF, et al.
(http://doctors.mdcst.jp/care/caregiver/) ~, P23 1E Signs and symptoms of Duchenne muscular
WMELHICHESE - ZELZBRL-EEE dystrophy and Becker muscular dystrophy

£h. among carriers in The Netherlands: a cohort

C. #5358 study. Lancet. 353:2116-2119, 1999.
AAEFET > T2 EY A b 7 ¢ ViiEreview, 72 4) Piko H, Vancso V, Nagy B, Ban Z, Herczegfalvi
HONTHIM & 2R — MR AEZITH 2 &I A, Karcagi V. Dystrophin gene analysis in

X0, REOOLES A va 7 4 ) "F—BF Hungarian Duchenne/Becker muscular
BT 7 v A&AIH L, KEIODMD A A dystrophy families - detection of carrier status in
RIAVBGETICRKBE 5. 0%, fn i, symptomatic and asymptomatic female relatives.
WEIEE R ST kY, BEIEE T, —ikTT Neuromuscul Disord. 19:108-112, 2009.

B, BEZER, EREE~FREMT S 2212k 5) Schade van Westrum SM, Hoogerwaard EM,

0, BN DOV FR— ERELNRCT DT Dekker L, et al. Cardiac abnormalities in a
ERHIRFEND. follow-up study on carriers of Duchenne and

D. BFZEFRE Becker muscular dystrophy. Neurology.

(1) Adachi K, Hashiguchi S, Saito M, Kashiwagi S, 77:62-66. 2011.
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%1 Duchenne B 2 pO7 1 —AMEEEORRGIMAE L OMAE

R DA
Tk o% THCT 0¥ DIa- DRMR LFe
REE F8 @ CKif HEE -bBNPE LRERR BHE LGENBE /18- ARE
No (&) WEE (U/) (pg/ml) (%)
1 49 1 693 (+) 117 HighRwaveinVl 28 [G#M, subepicardial, RASHIRIZ,
() Qin I aVL, V36 midmyocardial  §EWE, FIRFE
2 5% W B4 (4 6 HighRwaveinVl 58  {£&, subepicardial RASHI &
R/$>1in V2 FEN %
3] 46 I 1574 (+) 39 RS>1inV2 57 {8 subepicardial RASHIE
QinIaVL BAENTE
4 57 I 1094 (+) 21 R/S>1inV2 71 HE subepicardial RASHIHIE
5 60 I m (-) 4 RS1inV2 76 T, subepicardial RASHHHE
6 62 1 1R (+) 21 (-) 64 (=) (-)
7 48 I 0 (=) 13 () 67 (-) (-)

(XHR 1, BII5 : EE 67:63-69, 2013)
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