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Table 13. Published Pathogenic CEP152 Allelic Variants 

DNA Nucleotide Change Protein Amino Acid Change 

NA [Guernsey et al 2010] p.Gln265Pro 

c. [3149T>C; 3676-3678delAAC] [Hussain et al 
2013] 

p.[Leu1050Pro; Asn1226del] 

c.261+1G>C [Kalay et al 2011] 
NA (splice donor site mutation with 4 aberrant 
transcripts) 

c.2000A>G [Kalay et al 2011] p.Lys667Arg 

c.2034T>G [Kalay et al 2011] p.Tyr678Ter 

NA [Guernsey et al 2010] p.Arg987Ter 

c.2694+1G>T [Kalay et al 2011] r.2694G_ins3581, Ile899LeufsTer29 

c.2000 A>G [Kalay et al 2011] p.Lys667Arg 

c.4210-4211delGT [Kalay et al 2011] p.Val1404fsTer2 

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

 

Table 14. Published Pathogenic PHC1 Allelic Variants (Based on NM_004426.2 and 
NP_004417.2 Reference Sequences) 

DNA Nucleotide Change Protein Amino Acid Change 

c.2974C>T [Awad et al 2013] p.Leu992Phe 

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

 

Table 15. Published Pathogenic CDK6 Allelic Variants (Based on NM_004426.2 and 
NP_004417.2 Reference Sequences) 

DNA Nucleotide Change Protein Amino Acid Change 

c.589G>A [Hussain et al 2013] p.Ala197Thr 

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

 

http://www.ncbi.nlm.nih.gov/books/NBK1528/
http://www.hgvs.org/
http://www.ncbi.nlm.nih.gov/books/NBK1528/
http://www.hgvs.org/
http://www.ncbi.nlm.nih.gov/books/NBK1528/
http://www.hgvs.org/


References 

Awad S, Al-Dosari MS, Alyacoub N, Colak D, Salih MA, Alkuraya FS, Poizat C. Mutation in PHC1 
implicates chromatin remodeling in primary microcephaly pathogenesis. Hum Mol Genet. 2013;22:2200-
1. 

Guernsey DL, Jiang H, Hussin J, Arnold M, Bouyakdan K, Perry S, Babineau-Sturk T, Beis J, Dumas N, 
Evans SC, Ferguson M, Matsuoka M, Macgillivray C, Nightingale M, Patry L, Rideout AL, Thomas A, Orr 
A, Hoffmann I, Michaud JL, Awadalla P, Meek DC, Ludman M, Samuels ME. Mutations in centrosomal 
protein CEP152 in primary microcephaly families linked to MCPH4. Am J Hum Genet. 2010;87:40-51. 

Kalay E, Yigit G, Aslan Y, Brown KE, Pohl E, Bicknell LS, Kayserili H, Li Y, Tüysüz B, Nürnberg G, Kiess 
W, Koegl M, Baessmann I, Buruk K, Toraman B, Kayipmaz S, Kul S, Ikbal M, Turner DJ, Taylor MS, Aerts 
J, Scott C, Milstein K, Dollfus H, Wieczorek D, Brunner HG, Hurles M, Jackson AP, Rauch A, Nürnberg P, 
Karagüzel A, Wollnik B. CEP152 is a genome maintenance protein disrupted in Seckel syndrome. Nat 
Genet. 2011;43:23-6. 

Hussain MS, Baig SM, Neumann S, Peche VS, Szczepanski S, Nürnberg G, Tariq M, Jameel M, Naeem 
T, Fatima A, Malik NA, Ahmad I, Altmüller J, Frommolt P, Thiele H, Höhne W, Yigit G, Wollnik B, 
Neubauer BA, Nürnberg P, Noegel AA. CDK6 associates with the centrosome during mitosis and is 
mutated in a large Pakistani family with primary microcephaly. Hum Mol Genet. 2013; Aug 4. 


