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  Detected mutations/polymorphisms
 

Sample no: Gene Exon Nucleotide
change

Amino acid
change

Genotyping
results

Zygosity Type of
variation

Verified by
sequencing

1_4046 N/N
2_4046 CRB1 11 3992 G>A R1331H G/C HOM Mut
2_4046 RGR 6 722 C>T S241F CT/GA HET SNP
2_4046 USH2A 10 1663C>G L555V CG/GC HET Mut

 

COMMENTS: 

 
HOM - homozygous SNP - single nucleotide polymorphism
HET - heterozygous MUT - mutation that leads to amino acid substitution
N/N - no mutation findings 
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This file contains restricted and privileged information. Although Asper Biotech is operating with the most relevant available 
information regarding mutations and SNP's, we cannot take responsibility for the clinical relevance of the selected mutations 
due to the rapid change of knowledge of genetic diseases. 


