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Fig. 1 The clients who visited genetic counseling clinic at Shinshu University Hospital during the

period from May 1996 to March 2005.

CA, Chromosomal abnormalities; MCA/MR, multiple congenital anomalies/mental retardation of
unknown etiology; FAP, familial amyloid polyneuropathy; MEN, multiple endocrine neoplasia;

DMD/BMD, Duchenne/Becker muscular dystrophy; SCA, spinocerebellar ataxia; NF, neurofibro-

matosis; DM1, myotonic dystrophy; EDS, Ehlers-Danlos syndrome; HD, Huntington's disease
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Fig. 2 The clients who visited genetic counseling clinic with an interest or a request for predictive

genetic testing for neurological diseases during the period from April 2004 to March 2006 (total re-

sponding, 46 hospitals).

HD, Huntington's disease; SCA, spinocerebellar ataxia; ALS, amyotrophic lateral sclerosis; AD, Alz-
heimer’s disease; SBMA, spinal bulbar muscular atrophy; DM1, myotonic dystrophy; prion, prion

disease

DEBEFZWEGLENTBecker IffFY A +a 7 4 —
(BMD) o 58 %% (Fig.3D) T& 5. HD DER TIZ 2
DOREHVEE L. HRAREEREEOREELW S
2 CHD 23 < ) 720%b b 1EH Vv (A) & KRN S 0T
BawiEH» B) THL. ADIEHVTIE, XLITHEETHR
L CBH2HETIBRELEIEZZ DD, IOV TEHE
FZOWRERA Y Y ADRKDHBND. B TIEE o7z < BIEMER
BEEELTOWLEWTH S ) RIESNO LBV R
. DRPLA %) 7250 BIROFEFI T, BIZOHEE B Wi AT
B B OFIERIZI L 1ZIZAFICR->TLE D). W

Ko ML, BRMGRELEY A ba 71— R E ORI
b LIFLIEASNS. BMD DESITIE, 3 TISHER(T A
b7 4 Yeh) TERIDSHEENTH D, BIE T BN RO
WOHARBHZHMELLZDDOTHS. 2T VHREEFIC
FFEAERIZTBHICE S 2 v M3, Lad A
TWONG L %25 DN, — &b, kL CTAEGTENICITE
BELiZwni72wBMD Thb. WTFhoHFlicBwTb A
BAOBZFBZWAL D V) BRI HEE o0 h, BHiks
WBEE, FRNMBFICED LD LHBL2 L300, %
TRz ETHIBT 2 2 E B UETH 5.



48 : 836

n O

5

(1O

B O

o O

/

EREREHEE 48115 (2008 : 11)

.

0 0

—O O
I
®.

.

/’ 65

/ 58

27

Fig. 3 Representative family trees for neurological diseases.

The numbers indicate the ages of the individuals. The patients who were seeking genetic testing are

shown by the arrows. A & B, Huntington's disease; C, dentatorubral-pallidoluysian atrophy (DRPLA);

D, Becker muscular dystrophy
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Abstract
How do we manage genetic testing for neurodegenerative diseases?

Kunihiro Yoshida, M.D.
Department of Medicine (Neurology and Rheumatology), Shinshu University School of Medicine

With an expanding knowledge about the genetic bases of diseases, genetic testing has become popular in
clinical practice. There is no doubt that genetic testing is a powerful diagnostic tool for neurodegenerative dis-
eases, but patient’s test results can have a psychosocial impact on both the patient and their relatives. Test results
may reveal a genetic risk to family members, and prompt them to have predictive or prenatal genetic testing.
Thus, genetic counseling should be carefully conducted along with genetic testing, even for symptomatic individu-
als. During pre-test counseling sessions, we should clarify the clinical benefits and disadvantages of testing and
whom the test results are disclosed to. Post-test follow-up will be needed to help the patient and their relatives
cope with the test results. To provide effective psychosocial support, neurologists need to cooperate with clinical
psychologists and genetic counselors. Furthermore, neurologists involved in genetic testing are required to have
much more information on disease frequency, natural course, and therapeutic options for neurodegenerative dis-
eases in order to enhance the clinical benefits of genetic testing. The guideline for the genetic testing for neuro-
logical diseases will shortly be recommended by the Japanese Society of Neurology to its members.

(Clin Neurol, 48: 884—=887, 2008)
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