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Introduction

Non-alcoholic fatty liver disease (NAFLD) - 

growing burden on a global scale and 

considered as the most common liver disease of 

the 21st century. Genome-wide association 

studies (GWAS) in the field of liver diseases 

have made a significant contribution to the 

understanding of genetic background for NAFLD 

development. Targeted genes as PNPLA3 and 

TM6SF2 showed some relationship with the 

steatosis and hepatocellular carcinoma within 

NAFLD patients. 

The aim of this study is to analyze the frequency 

of PNPLA3 and TM6SF2 gene polymorphisms 

and their relationship to changes in instrumental 

and laboratory markers, the composition of the 

gut microbiome, the development and 

progression of NAFLD stage in Kazakhstan. 

Results DiscussionResults

Methods• 102 individuals were involved in Medical 

center hospital of President’s affairs 

administration during outpatient visit for 

gastroenterologist

• Exclusion criteria: presence of viral hepatitis 

(A, B, C, D, and E), drug-induced liver injury, 

autoimmune hepatitis, hepatic storage 

diseases (glycogen-storage diseases), 

hereditary liver diseases (alpha-1 antitrypsin 

deficiency, Wilson’s disease), parasitic liver 

diseases, liver tumors

• The diagnosis was established based on the 

results of clinical assessment and laboratory-

instrumental results 

• The microbiome composition of the large 

intestine was studied by semiconductor 

sequencing of the bacterial genome using 

biochips

• The degree of steatosis and liver fibrosis 

were evaluated by fibroscanning on 

fibroscan touch 502

• Genotyping of PNPLA3 and TM6SF2 were 

carried out by PCR
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Conclusion

• Polymorphisms in PNPLA3 and TM6SF2 

genes were diagnosed in patients with 

NAFLD, namely the NASH stage

• Previous study results suggests 

homozygous G/G genotype being the 

highest risk group for NAFLD development

• In our study G/G genotype was the lowest 

risk, instead C/G genotype possesses the 

highest risk and GGT being the statistically 

significant difference between them in 

PNPLA3 gene

• TM6SF2 and gut microbiome analysis did 

not reveal any statistically significant 

differences

• Considering the relatively small sample size 

of our study, further studies are required 

with a larger sample to obtain more 

sensitive results. 
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