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(FEER##R 2013;53:196-204)
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ZiEt 71‘&1@ B ) r e LERSNERSLETH 14 % <'<7~‘/>v K- a7 (MJD/SCA3) 5%, Bk
h, B/ZMW. B LD (MR ROERTBH T A K5 A S L (SCA8) 3 %, WIRBRIGHE IR 1 (REHIE
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Table 1 Number of clients visiting the Division of Clinical and Molecular Genetics,
Shinshu University Hospital, for predictive genetic testing.
Disease Number of clients Predictive tests . POsm,% for .
performed disease-causing mutations
FAP 30 22 11
HD 16 3 0
SCD 14 8 1
[MJD/SCA3] [5] [2] [0]
[SCA6] [3] (2] [0l
[DRPLA] 21 21 (1]
[Unknown] [4] [0] [0]
DM1 9 7 0
ALS1 3 0 0
AD 1 0 0
Total 73 38 12
FAP, familial amyloid polyneuropathy; HD, Huntington’s disease; SCD, spinocerebellar degenera-
tion; MJD/SCA3, Machado-Joseph disease/spinocerebellar ataxia type 3; SCA6, spinocerebellar
ataxia type 6; DRPLA, dentatorubral-pallidoluysian atrophy; DM1, myotonic dystrophy type 1;
ALS]I, familial amyotrophic lateral sclerosis type 1; AD, Alzheimer’s disease
f Hereditary neuromuscular diseases
without effective treatment
First Genetic Counseling: Clinical geneticist (A), Nurse, Clinical Psychologist
sgathering data about the family history, the pedigree etc.
sproviding information concerning the relevant disease
ofirst assessment of the perceived genetic risk and of the expectations with regard to predictive
testing
santicipatory guidance (explore the potential impact of the test result)
Second Genetic Counseling : Neurologist, Psychiatrist, Nurse, Clinical Psychologist
cassessment of the expectations with regard to predictive testing
sinterview with neurologist and psychiatrist
spsychological testing
S
Third Genetic Counseling : Clinical geneticist (B), Nurse, Clinical Psychologist
~assessment of the expectations with regard to predictive testing
sassessment of the psychological testing
santicipatory guidance (explore the potential impact of the test result)
" Fourth Genetic Counseling : Clinical geneticist (A or B), Nurse, Clinical Psychologist
=All relevant items with regard taking or not taking the test are discussed with client
°The client makes final decision
\_ *Blood sample is taken and DNA analysis starts
Fig. 1 Qutline of the guideline for predictive genetic testing of hereditary neuromuscular diseases developed at Shinshu
University Hospital.
FETH-> CroERUERBHETS2 T4 COHBE, & 1999 E DB 7 v v ) L s HETHEBIZERL
RIS o RIERIBW A 2 A F TOMB L BEs » » o (BT mESESIINTEEI Y U L B LU
Yy SEE, BRUIODVTEREELBN L 4B, ERRETFBWMOES ] ® BT I a7 (Fg 1), ¥
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Fig. 2 Distribution of clients who requested presymptomatic genetic testing separated by age (A) and period (B).
White bars indicate familial amyloid polyneuropathy (FAP). Black bars indicate non-FAP (Huntington’s disease,
spinocerebellar degeneration, myotonic dystrophy type 1, amyotrophic lateral sclerosis type 1, and Alzheimer’s

disease).

Zedrt, HD % K OB RIGERESCTHECNFEEL L wERE
DEFERMZWIE, BRI Y ) 2 FF— 4108 bR
B b)) v SRRk 4 REIT L o BRICER L 2 T, BF
Bl e O B EREENFET S FAP T, REEMZ

WroHERiizg 7 oy VESEREK 2 E e Lz (Fig 1),

FAP & FAP DAt B X OB O BIETE I O E R %
T, BEFREBENE O RENSH A SIS E TOHMIE

19

Mann-Whitney #7E THERHER IZBBIT L 72 BERTERI BT 12
{ZfEEty 7 b SPSS Ver18 for Windows % & B4y, p<0.05 T

HEES D LHE L AMRES LUAMEORLIERILE

HRFEESBEREEREOKRE L7,
w R

54Ty MiZBEIT B KHBATHLEZALDT
0~30 KD I 420 Mo 671% % 5o 7z (Fig 2A).
T30 L 39 HITEREE, 34 KIZEBETH Y, BEED
3 E29 T TIITF LA %427 T v 75420 b0

B, RHEA26 % (356%), BMAEMTT 27204
(27.4%), HEIHL T A% 17 4 (23.3% ), T4 M 5056 % (8.2%),
JbiEE - "L A 4% (55%) THh, REHMEHEE
BLTEADLSZITTECEANDPLLEL D7 T A1y M
FHL TR 7741y MEREE L BIMERIZS D, 2008
ELBETIIOSZICR - CLEM 0 ATEIEZBL
(Fig. 2B).

R

Tz

BT %2 4 - 7232480, BEFEOFBRERFIT
EEE (EW, B, RMERZ L) 0 OFRREEND o
L4 %< 304 (41.1%) Thotz, —HT, 40 8—F v

P ST AR B R B S IS B o CRIEN

WrofE e 272807198 (260%), HEICSHHRBODLH L
FHPOEREY 2 7-5H16 % (21.9%) HEL, EFREELD
s iEfa A A4 FANEREY o7 (Table 2).
SIERT W 2 WL LB, B EEEREIEL AN T
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Table 2 Source of information concerning predictive genetic testing.

53 : 199

Source of information Number of clients (%)
Information from healthcare professional 30 @LD)
(primary physician of the patient, etc.) :
Information from non-healthcare professional 35 (47.9)
[Information from the Internet] [19] (26.0)
[Information from family members] [16] (21.9)
Unknown 8 (11.0)
Table 3 Reasons for wanting the predictive genetic testing.
FAP *Non-FAP
Number Predictive test Number Predictive test
of clients performed (%) of clients performed (%)
Need for certainty or the reduction of uncertainty and anxiety 10 6 (60.0) 14 8 (57.1D)
With concern for development of the disease of one’s own. 15 15 (100.0) 4 2 (50.0)
To make future plans (carrier, financial, family, or other aspects) 5 4 (80.0) 13 4(30.8)
With concern for children’s risk 7 5(71.4) 9 2(22.2)
Decisions about marrying or not 0 —_ 12 5(41.7)
Desire to have children 0 — 8 4 (50.0)
Advised to take a test by other family members 3 3 (100.0) 4 1(25.0)
Other reasons 4 1(25.0) 5 0(0.0)

FAP, Familial amyloid polyneuropathy; *Non-FAP includes Huntington’s disease, Spinocerebellar degeneration, Myotonic dystrophy

type 1, Familial amyotrophic lateral sclerosis type 1 and Alzheimer’s disease

DFEIFEN D 7205 N AEAIIIERNZ IS SR L7228 H 25
FOREF CRELTZZ L ATSHIE TH, LU g 20 O EAP »
REDEREBECAEL TV RWT, f’%*’ﬁ"\@iﬁfi‘: 8 & Non-FAP
DEWEIE>E é»@f;w P04, [F X NOBEDL e 157 —
Aol 287 BHAEL 7. FAP DSLOEE T, [BS~0HEE 5 10 .
DEWERIZ &) SV HBULETLoELE Mo =
o [HEL L DESDO NEREO D 12134, (8 2 5
HIHBOTENH D, FORIIREOEEE x,vx\ﬂo% o L = m
1””_:\1‘} f)“lz%lr?‘&é\)’fﬁ)ﬁ{ziﬁ"bgt A9 (AR ;0 KRS {_\? OQDD oc)o v(y @9 ‘{? Cg RS §
A8 HAFEL 72 (Table 3). Q’A\gn;o;gr{)&ecgo;a; <0§0
BRI OBRE 2 Thr o EREM 22235 X TOM NN g, e W w9 S
B 6 AURAL 5L 4% 73%%39% (FAP 204, Interval (months)
FAP LMD EEE19%) Thot/z (Fig3). T0H>53 %A :
PP Zs8 L7 5410 NI 27 % (FAP 18 %4, FAP U4t Fig. 3 Interval between becoming aware of predictive genetic
DEBIX) ThH, BHED37.0%% o7 (Fig. 3). o testing and first visit to the medical institution.

wm;ur;af)wwn/f A ZEHLI IS4 Ty NE20H
TR L, BB RENBE ST a8 EA T 2y L7
?‘f”fu‘ BIhoTwnirwd10%, #zar s vy v 7 d

T Alzheimer’s disease).
BEWMSHOERIZIB I ho T vt

White bars indicate familial amyloid polyneuropathy (FAP). Black bars
indicate non-FAP (Huntington’s disease, spinocerebellar degeneration,
myotonic dystrophy type 1, amyotrophic lateral sclerosis type 1, and

BIlhoTwvibdht
WETH- 7.

ERICRERMBM A F I /omid, FAP TIZ30 &b 22 % W BIERTSERIL T S0 NESREE N T 4
(733%) T, BHUHERBLUBUELFNLFN I ETH- T2 I ~5+1%«{1"€L . HERGCFBAERRREORE - Lo T
{Tabiel‘ Bl o LTid, BEY Y Y L F— AL 3. —7. FAP UM OERTIE, BMEORETEEI TR

ENT ATy THRBIhbRTEY, WE ENTE O BIERZEOERAT G TH - 720D 1L 43 %k 38
CHIEPHTIC L A K E L CHENTREEA 51T ZTH o7 (Table 1), ZOW, EBIZBEGZE Y Z 37
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