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Abstract : Objective

1 gene (RP1) in retinitis pigmentosa and specific clinical phenotypes in Chinese population. Methods

To explore the correlation between genotype of new variants of retinitis pigmentosa-
A total
of 86 patients from 25 families with retinitis pigmentosa diagnosed in Shandong Binzhou People’s Hospital
from January 2018 to July 2019 were recruited in the study. Clinical data were collected and analyzed. High-
throughput Next-Generation Sequencing technology was used to sequence the genes of patients and family
samples. Sanger verification was used to confirm the gene variation sites,and the related pathogenic gene vari-
ation and clinical phenotype of patients were further analyzed. Finally,Next GENeb5. 4. 5 analysis software was
Among the 25
proband in this study, 9 likely pathogenic variants was found in RP1 gene, namely c. 1419 _1420del TG,
c. 2886delA,c. 4129delG,c. 4168 _4169insT,c. 4169A>G,c. 4196delG,c. 6353G>A,c. 2624 A>T ,c. 5699C>

T. The patient showed special clinical phenotypes such as severe macular atrophy,obvious arterial atrophy and

used to analyze the correlation between gene variation and special clinical phenotype. Results

so on. Conclusion Nine new likely pathogenic mutations in RP1 gene in Chinese pupoltaion are found.
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s AT AHERUE BN A Y TGN A AL JARIHY st ey
NM_006269. 1. 1 c. 1419_1420del TG p. Thr473Thrfs13 EX4/CDS3 Het  chr8:54625300 XL iR VUS

NM. 006269 c. 2886del A p. Gly962GlyfsX3 EX4/CDS3 Het  chr8:55539328 AD  Fi%AE  Likely Pathologic
NM_006269 ¢. 4129delG p. Asp1377ThrfsX20 EX4/CDS3 Het  chr8:55540571 AD  BHSRAE  Likely Pathologic
NM_006269. 1. 1 c. 4168_4169insT p. His1390Serfs6 EX4/CDS3 Het  chr8:54628050 AR BRAE  Likely Pathologic
NM 006269. 1. 1 c. 4169A>G p. His1390Arg EX4/CDS3 Het  chr8:54628051 AR R Likely Pathologic
NM_006269. 1. 1 c. 4196delG p. Cys1399Leufs5 EX4/CDS3 Het  chr8:54628077 AR Bi4%AE  Likely Pathologic
NM_006269. 1. 1 c. 6353G>A p. Ser2118Asn EX4/CDS3 Het chr8:54630235 AR X %A Likely Pathologic
NM._006269. 1 ¢ 2624A>T p. Asp875Val EX4/CDS3 Het  chr8:54626506 AR AR Pathologic
NM._006269. 1 ¢. 5699C>T p. Thr1900Ile EX4/CDS3 Het  chr8:54629581 AR B S Pathologic

TE: XL A X B % . AD o e 0 B4R 80 4% , AR % Je 6 R B VR 33t 1% 5 VUS Bl R B8 LR WL Likely Pathologic 2 A fit 80 , Pathologic
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