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Table 1 Questionnaire items.

Please respond based on practices at your institution.

1. Please enter the number of dystrophinopathy (Duchenne/Becker muscular dystrophy) patients who received genetic counseling and/or
genetic testing/diagnosis at your institution between 1 April 2013 and 31 March 2014 (the approximate number is fine).

Genetic counseling: () patients/year (number of new clients)
Genetic testing/diagnosis: () patients/year (number of new patients)

2. Please enter the number of dystrophinopathy (Duchenne/Becker muscular dystrophy) carriers who received genetic counseling and/or
genetic testing/diagnosis at your institution between 1 April 2013 and 31 March 2014 (the approximate number is fine).

Genetic counseling: () carriers/year (number of new clients)

Genetic testing/diagnosis: ( ) carriers/year (number of new carriers)

For items 3-6, responses should based on actual counseling sessions by a genetic counselor with genetic counseling experience with dystro-

phinopathy/carriers.
(This includes cases where the attending physician or other healthcare professional, not the counselor, has informed the patient/carrier.)

3. Do you explain the possibility of the mother/female siblings being carriers?
[] Yes [J No [ Yes,butnotin every case.
4. Do you explain potential health problems/risk of onset faced by the mother/carrier?
[1 Yes [J No [ Yes,butnotin every case.
If yes, what risks do you mention?
[] Elevated serum CK level
[l Musculoskeletal disorders (e.g., myalgia, muscular weakness, impaired motor function)
[l Cardiomyopathy/heart failure
[] Central nervous system manifestations (e.g., intellectual impairment, impaired development)
[l Other (open response)
5. Do you advise carriers to pay special attention during pregnancy/delivery?
[J Yes [J No [ Yes, butnot in every case.
If yes, what kind of advice do you give? (Open response)
6. Do you advise carriers regarding health management such as regular medical checkups and hospital visits?
[] Yes [J No [ Yes, butnot in every case.
If yes, what kind of advice do you give?
[[] Regular medical checkups (e.g., screenings for lifestyle-related diseases, complete medical checkups)
[] Regular visits to specialists (other institutions)
[} Regular visits to your institution

[] Other (open response)

7. Do you have any advice for us regarding, for example, matters that should be taken into account when conducting surveys on carriers
(open response)?

8. Are you able to help us with carrier research?

[]Yes [ No
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Fig. 1 Results of the questionnaire survey.

The questionnaire items and the results are shown (n = 23). The possibility of being a carrier and skeletal muscle symptoms were explained

well (A)-(C). On the other hand, quite a few institutions did not explain cardiomyopathy, the risk in the perinatal period, and the need for

regular checkups (C)—(F). Black, gray, and white indicate “Yes,” “Both,” and “No,” respectively.
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Abstract

Survey on genetic counseling and health management for symptomatic
and asymptomatic female dystrophinopathy carriers in Japan today

Michio Kobayashi, M.D., Ph.D."”, Masatoshi Ishizaki, M.D., Ph.D.?,
Katsuhito Adachi, M.D., Ph.D.”, Naohiro Yonemoto, M.PH.”,
Tsuyoshi Matsumura, M.D., Ph.D.”, Itaru Toyoshima, M.D., Ph.D."” and En Kimura, M.D., Ph.D.”

YDepartment of Neurology, National Hospital Organization Akita National Hospital
“Department of Neurology, National Hospital Organization Kumamoto Saishunso National Hospital
“Department of Neurology, National Hospital Organization Tokushima National Hospital
“National Center of Neurology and Psychiatry
“Department of Neurology, National Hospital Organization Toneyama National Hospital

To clarify the current status of genetic counseling and health monitoring for symptomatic and asymptomatic female
carriers of dystrophinopathy (Duchenne muscular dystrophy (DMD) and Becker muscular dystrophy (BMD)), we sent
out questionnaires to 104 member institutions of The Japan’s National Liaison Council for Clinical Sections of Medical
Genetics, and responses were received from 51 institutions. Between April 2013 and March 2014, 57 carriers at 21
institutions received genetic counseling, and 37 carriers at 15 institutions underwent genetic screening for DMD/BMD
mutations. At the 23 institutions that gave genetic counseling, 20 (87%) informed carriers of possible health problems,
14 (61%) informed carriers of cardiomyopathy and heart failure, and 14 (61%) advised carriers about regular medical
checkups. Evidence based on accurate and up-to-date epidemiological studies of female carriers is needed and should be
widely shared with the families, medical providers, and society.

(Rinsho Shinkeigaku (Clin Neurol) 2016;56:407-412)
Key words: Duchenne muscular dystrophy, carrier, genetic counseling, genetic diagnosis, health management




