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Table 10. Published Pathogenic CENPJ Allelic Variants (Based on NM_018451.3 and 
NP_060921.3 Reference Sequences) 

DNA Nucleotide Change Protein Amino Acid Change 

c.17delC [Bond et al 2005] p.Ser7LeufsTer4 (Thr6fsTer3) 

c.18delC [Sajid Hussain et al 2013] p.Ser7ProfsTer2 

c.2462C>T [Darvish et al 2010] p.Thr821Met 

c.3243_3246delTCAG [Gul et al 2006a] p.Ser1081ArgfsTer8 

c.3302-1G>C [Al-Dosari et al 2010] 1073_1122del + 1073_1159del (double splicing 
defect) 

c.3704 A>T [Bond et al 2005] p.Glu1235Val 

See Quick Reference for an explanation of nomenclature. GeneReviews follows the standard naming conventions of 
the Human Genome Variation Society (www.hgvs.org). 

 

Table 11. Published Pathogenic STIL Allelic Variants (Based on NM_003035.2 and 
NP_003026.2 Reference Sequences) 

DNA Nucleotide Change Protein Amino Acid Change 

c.2826+1G>A [Kumar et al 2009] -- 

c.3655delG [Kumar et al 2009] p.Val1219Ter (Leu1218fsTer1) 

c.3715C>T [Kumar et al 2009] p.Gln1239Ter 

c.2392T>G [Papari et al 2013] p.Leu798Trp 

See Quick Reference for an explanation of nomenclature. GeneReviews follows the standard naming conventions of 
the Human Genome Variation Society (www.hgvs.org). 

 

Table 12. Published Pathogenic CEP135 Allelic Variants (Based on NM_025009.4 and 
NP_079285 Reference Sequences) 

DNA Nucleotide Change Protein Amino Acid Change 

c.970delC [Hussain et al 2012] p.Gln324SerfsTer2 

See Quick Reference for an explanation of nomenclature. GeneReviews follows the standard naming conventions of 
the Human Genome Variation Society (www.hgvs.org). 
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