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Fig. 2 Explanation for genetic diagnosis for affected patients.

A. Comparison among specialities, B. Comparison among facilities, C. Comparison among experience of DM1.

Al. Explain that the information obtained is needed if the patients wish to proceed with prenatal diagnosis or

preimplantation genetic diagnosis.

A2. Explain that the information obtained may be used as a criterion for participation in a clinical trial or treatment

when a novel treatment is developed.
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Fig. 3 Opnion for genetic diagnosis for at-risk but asymptomatic adult individuals.

A. Comparison among specialities, B. Comparison among facilities, C. Comparison among experience of DM1.

Al. Genetic diagnosis should not be performed for asymptomatic individuals.

A2. Genetic diagnosis may be performed to help them prepare for developing motor dysfunction.

A3. Genetic diagnosis may be performed to enable early detection and treatment of multiple organs complications.

A4. Genetic diagnosis may be performed for female individuals if they are planning to have children.

A5. Genetic diagnosis may be performed for male individuals if they are planning to have children.
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Fig. 4 Comparison among specialities about opinion for genetic diagnosis for at-risk but asymptomatic minor or mental retarded

adult individuals.

Al. Genetic diagnosis should not be performed even if their parents or legal representatives wish to receive it.

A2. Genetic diagnosis may be performed if their parents or legal representative wish to receive it.

A3. Genteic diagnosis should be performed only after the individuals become old enough and gain the ability to make the judgement.

A4. Genetic diagnosis may be performed with approval from the parents or legal representatives if the individuals are not expected to

gain the ability to make the judgement.

A5. Genetic diagnosis may be performed to enable early detection of multiple organs complications and to help them prepare for

developing motor dysfunction.

A6. Genetic diagnosis may be performed to ensure that they have the opportunity to receive any treatments that may become

available in the future.

x. HHRE (HE%H 66 %4)

PND - PGT IZDWTCIIHEEZER L H - 7225, [MilETT
ELZEIFHAETLITRE], [MENOBEDLELED, Bk
LD LNE ] % ERBIN G BRNE , [SFREHTON
A FF A4 R, [PND WREZ iRk O EHRIEM ] 2k 25
RbHo7e.

TR - Wb BRI D WT G, TR - BT
FESGE] [SHETE V) HICHELLZ, EEREE
RCX=y 71275 2 DS [ HIRFI OB ASEE ], [ 79—
F = - RE~NOY R — bOSER], [FBILESOZELI
B LICH > THEDOZZIEPON RN LD % B4
ZEDH o 7z

EHFGEHEIC OV T, [#IETERSDM & oAy ],
[NEZER T e Bl L7z a, Blodis NICKIEL
TWwa | % EHiAE RFRED Do 7208, THEMEA R,
[FBAERRODS ], [BEBROBHEIEMRZ TnD ] 2
CREES FFRZ DL DB S o PIHRAREE IR L T,
[HHOBRELKEE |, [RIKED D > T HBH - T2 00BN
MEFE SN\, [#YRLHEEZT->Tw5E] ZEL RS
nr-.

FHEEBENOHIEDL S, [TAEEOMB - BRI
£oTGCOWE - HIEAEDbL L] LOFREHL H -7,

B FERABPISNEEI RBE

77 figk (%= 58.8%) »OREENH ), EHFMET v

7 &N TCw72 (Supplement 4). ZPE#EE O PND - PGT (4 10
Wik CHEMEAHE Y, 2 MiF W, 5 Midkid PND O&, 3
T PCGT OAFEHBE N T2, B 3FEMOFEREIT PND
TOBIAS 1 MERE, 160255 Kidk, 261751 fizk, PGT (%1l
WS4 TER%, 2 BIAS 1 sk Td -7z (Supplement 5). FBMEEE
T PND - PGT OFEFED D 5 fiakidMd o 7245, 1 fiix T PGT
HEgH72- 72,

ek Tid, BB E O PND - PGT IZIHBAYTE AT 6
Midkd o 7-—H T, BFREOHLEREBLETRE - BHLH
G 7 EREMAYAIE DS 10 fifkd o 7z, EEHEITOFER % B <
FTh#% GCATESMHTZITONE LHITTRE (5
Miz%), PGT ®7F% PND & ) fHLIAY/ N — NIV BE EHAMK
W (4 MiE%), PGT 2 FIH LR T WEREIICTRE (2 M%),
Bl bEEISTRE (2 HERR), RBURBEBIGIWS 24
AN (5 M%), HEROHEBIC X ) FMRETALE (1 M%),
HREHREREED 72 DI MR &0 5 (2 Hifk), &L
DERLH 7.

z =B

DM1 DERAHFZHETIE, RAOTE (GEEHEGE - A 0HE
NOMIE, FAER) 1M, ZFRPKIROTE (FEik
s, RIURERSR) (2me, it~ 0BB8 2
B, PRSI X D MR DAt 3 R BED S
EE L OB DD, F72, FIEHE TDML 25 59 HE
DEARFHIRE TR — R D MAREARE - ANERRERE T



100%
80%
60%
40%
20%

0%

100%
80%
60%
40%
20%

0%

100%
80%
60%
40%
20%

0%

100%
80%
60%
40%
20%

0%

A. Comparison among specialities, B. Comparison among facilities, C. Comparison between facitiities
joining and not joining to the National Liaison Council for Clinical Sections of Medical Genetics
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Fig. 5 Explanation after genetic diagnosis of DM1.

(NLCCSMG), D. Comparison among experience of DM1.
A1l. Explain about potential risk of onset and progression of motor dysfunction.

A2. Explain about potential risk of multiple organs complications.

A3. Explain about potential risk for sudden death.

A4. Explain the social systems that are applicable, such as measures against intractable diseases and

welfare services for the persons with disabilities.

A5. Explain that there is a patient registry (Remudy).
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Fig. 6 Attitude for prenatal diagnosis for female patients with DM1.

A. Comparison among specialities, B. Comparison among facilities, C. Comparison between facitiities

joining and not joining to NLCCSMG, D. Comparison among experience of DM1.

Al. Both genetic counseling and prenatal diagnosis are performed at my institution.

A2. Genetic counseling is performed at my institution, but prenatal diagnosis is outsourced.

A3. Prenatal diagnosis is performed at my institution, but genetic counseling is outsourced.

A4. Both genetic counseling and prenatal diagnosis are outsourced.

A5. Not dealing with prenatal diagnosis.
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Fig. 7 Attitude for prenatal diagnosis for male patients wih DM1.
A. Are male DM1 patients eligible for prenatal diagnosis? (Comarison among facilities), B-D: (Respondants
who answered “Yes” in A.: N=222), B. Comparison among specialities, C. Comparison among facilities, D.
Comparison between facitiities joining and not joining to NLCCSMG.
Al. Both genetic counseling and prenatal diagnosis are performed at my institution.
A2. Genetic counseling is performed at my institution, but prenatal diagnosis is outsourced.
A3. Prenatal diagnosis is performed at my institution, but genetic counseling is outsourced.
A4. Both genetic counseling and prenatal diagnosis are outsourced.
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Fig. 8 Opinion for preimplantation genetic diagnosis for patients with DM1.

A. Comparison among specialities, B. Comparison among facilities, C. Comparison among experience of DM1.

Al. Preimplantation genetic diagnosis should not be performed.

A2. Preimplantation genetic diagnosis should only be applicable to female patients and not male patients.

A3. It should be performed regardless of the sex of the patient, if they wish to undergo the procedure.

A4. Criteria for individual ethics review should be relaxed to facilitate the selection of the procedure.
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Abstract

Questionnaire surveys of clinical genetic specialists on the medical genetics
for patients with myotonic dystrophy type 1

Tsuyoshi Matsumura, Ph.D., M.D.", Yoshika Akizawa, Ph.D., M.D.?, Keiko Ishigaki, Ph.D., M.D.?,
Masanori P Takahashi, Ph.D., M.D.¥

D Department of Neurology, National Hospital Organization Osaka Toneyama Medical Center
? Department of Obstetrics and Gynecology, Tokyo Women’s Medical University
9 Department of Pediatrics, Tokyo Women'’s University
4 Department of Functional Diagnostic Science, Osaka University Graduate School of Medicine

We conducted nationwide questionnaire surveys of medical genetics for patients with myotonic dystrophy type 1 to

certified medical geneticists. Explanations about the patient's problems were influenced by geneticist’s specialties and

central nervous system disorders. Many geneticists answered that male patients are also eligible for prenatal/

preimplantation genetic diagnosis, and they perform prenatal genetic diagnosis for men if asked. About 40% of

respondents answered that criteria for preimplantation genetic diagnosis should be relaxed. Thus, we investigated the

implementation status of prenatal/preimplantation genetic diagnosis at the participating facilities of the national liaison

council for clinical sections of medical genetics. No facility had an experience of prenatal/preimplantation genetic

diagnosis for male patients. Still, one facility was applying for preimplantation genetic diagnosis. The social consensus of

reproductive medicine is influenced by technological progress and historical background. It is essential to eliminate the

eugenic’s idea and form a social consensus through sufficient discussions with participants from many areas, including

the patients and their families.

(Rinsho Shinkeigaku (Clin Neurol) 2021;61:602-612)

Key words: myotonic dystrophy type 1, medical genetics, clinical genetic specialist, prenatal diagnosis,
preimplantation genetic testing






