FI51MAEEBRTNBESLES ey 4
= F05% 8 A100 Attt -2
2023 31

1

99.0 100 7/ 101
1 100 6
1

1

61 610
n=100 61 51




PC

n=78 n=80
1
90 8
97.0 (n=101) 68
95%
n=82 n=60
80
16 96.0 (n=100) VUS
VUS Variant of Uncertain Significance
4.
VUS Variant of Uncertain Significance
25 313




RPEGS

1 23



(1) Quantitative analyses of factors related to anxiety and depression in patients with retinitis
pigmentosa. Sainohara M, et al. PLOS ONE 2018, PMID 35106875

(2) Anxiety and depression in patients with retinitis pigmentosa. Le PBS, et al. J. Vitreoretinal
diseases 2021 PMID 37009075

(3) Providing comprehensive genetic-based ophthalmic care. Branham K, et al. Clin Genet 2013
PMID 23662791

(4) Perception of genetic testing among patients with inherited retinal disease: Benefits and
challenges in a Japanese population. Inaba A, at al. J of Genetic Counseling 2022, PMID 35106875



2023

27

952
952
95.2
100 41 41
100 100 100
100 56 56
100 41 41
100
100 100 100
100 100 100




61 (61%) 10
( n=100) 51  (51%)
[ _J
95
(95%) 5 (5%) ( n=100) 34
[ _J
90 8 97.0
( n=101)
[ _J
95%
(n=100) VUS Variant of Uncertain
Significance
[ _J
80 16 96.0
(n=100) VUS
13

25

31.3




25

313

80




2023




2023

80

20

20




2023

(retinitis pigmentosa RP)

RP
Leber

Usher




2023

95
95%
95%
95%

0% (0% - %) 95¢%

95%

95%
41.0% [95%CI: 31.9%-50.8%]

0.0% [95%CI:  0.0%- 3.7%]

Wilson score interval




