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Genetic Diagnosis System for Retinitis Pigmentosa Patients: Large-scale collection a
nd mutation analyses of Japanese RP patients
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Retinitis pigmentosa (RP) is a highly heterogeneous genetic disease including auto
somal recessive (ar), autosomal dominant (ad), and X-linked inheritance. This study was conducted to deter
mine the spectrum and frequency of EYS mutations in 100 Japanese arRP patients. We detected 7 very likely
pathogenic mutations in 18 patients. Of these 100 patients, 82 were included in the next study after 18 RP

patients with very likely pathogenic EYS mutations were excluded. The mutation analysis of the USH2A reve
aled 5 very likely pathogenic mutations in 4 patients. Based on these data, if both EYS and USH2A genes ar
e analyzed among Japanese arRP patients, gene defects could be detected in 22% of the patients in total (1
8% and 4%, respectively). We believe that screening for these 2 genes is effective for genetic testing and
counseling of RP patients in Japan.
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Family ID |Nucleotide change |Predicted effect Domain o aene, |Te of change Reference
Families with very liely pathogenic mutations and both alleles affected

RP3H [c.4957_4958insA  [p.S1653Kfsx2 i‘;se“’ colled | xon 26 [Homozygous This study
RPA8K |c.4957_4958insA  |p.S1653KfsX2 E;‘;SE tocolled- | in26  |Homozygous This study
RPS4K |c.4957_4958insA  |p.S1653KfsX2 mse tocolled | 26 [Homozygous This study
c.4957_4958insA  |p.S1653Kisx2 Cose tocoled-col  [Exon 26 |Heterozygous This study

RP44K [Abd El-Aziz etal., 2010

c.6557G>A p.G2186E Laminin G [Exon 32  |Heterozygous ;‘:\‘:thxﬂa‘ 2010

mpo |CAFAIINSA_ |p.S1esaKisx2 oose o codcol Exon 26| compound This study
c.8351T>G p.L2784R Laminin G Exons4 |Heterozygous This study
cpan |5 2sE0sA[p Exon 26 [This study
c.77936>A p.G2598D cose oLamanc |Exon 40 |Heterozygous  [This study
[c.2522_2523insA p.Y841X EGF [Exon 16 [ This study

RP81K ompound [ABaET Az eval. 2010

c.6557G>A p.G2186E Laminin G [Exon32 |Heterozygous ook o
RP21H deletion exon32 p.D2142_S2191delinsG  |Laminin G [Exon32 |Homozygous  [This study
RP35K  [c.8868C>A p.Y2956X EcF Exon44  |Homozygous  |This study
Families with single very likely pathogenic mutations
RPIH |c.4957_4958insA  [p.S1653Kfsx2 cose ocomacor [Exon 26 [Heterozygous  [This stuay
RPEH  |c.4957_4958insA p. Exon 26 | This study
RPI2H |c.4957 4958insA  [p.S1653Kfsx2 Cose to coled-col  [Exon 26 |Heterozygous This study
RPSIK [c.4957_4958insA  |p. Exon 26 This study
RPO6H |c.4957_4958insA  [p.S1653Kfsx2 Cose to coled-col [Exon 26 |Heterozygous This study
RP100N |c.4957_4958insA  [p.S1653Kfsx2 cose ocomacor [Exon 26 [Heterozygous  [This study
RP8H |c.8868C>A p.Y2956X EGF Exon44  |Heterozygous This study
RP25H [c.8868C>A p.Y2956X EGF Exon44 |Heterozygous | This study
RPBOK [c.8868C>A p.Y2956X EGF Exon4a |Heterozygous  |This study
Families with single possible pathogenic mutations

RP4H |c.9272T>C p.I3091T Laminin G [Exon 44  |Heterozygous [ This study
RPOH |c.8875C>A p.L2950M EGF Exon44  |Heterozygous | This study
RPASK [c.9272T>C p.13001T Laminin G [Exon44 |Heterozygous  |This study
RP53K [c.5884A>G p.T1962A Laminin G [Exon 28  |Heterozygous [ This study
RPSSK [.9272T>C p.13001T Laminin G [Exon44 |Heterozygous  |This study
RP74K |c.5404C>T p.L1802F Close toLamnin G [Exon 26 |Heterozygous [ This study
RP79K [c.77G>A D.R26Q PR lExon4  |Heterozygous This study
RP83K [c.2923T>C p.CI75R [Exon 19 |Heterozygous [ This study
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