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A COMPARATIVE ANALYSIS OF GENE MUTATIONS PHENYLALANINE HYDROXYLASE  
(PAH) IN NOVOSIBIRSK AND KEMEROVO REGIONS 
Aims. The study summarizes the diversity of PKU-associated mutations of phenylalanine hydroxylase (PAH) 
gene in PKU patients from Kemerovo and Novosibirsk region. Methods. To reveal the PAH gene mutations, 
the researchers applied amplification of DNA fragments covering gene exons with subsequent sequencing of 
the amplification products. Results. The study has revealed both well-known mutations (R158Q, R252W, 
R261Q, P281L, IVS10–11G>A, R408W, IVS12+1G>A) and some rare (IVS2+5G>A, R155H, Y168H, 
W187R, E221_D222>Efs, A342T, Y386C, and IVS11+1G>C). Conclusions. We show here that mixed eth-
nic populations demonstrate a wider PKU allele diversity in comparison with Central Russia. 
Key words: phenylketonuria; PAH, mutation. 
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