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INTRODUCTION
Metabolic diseases pose a significant challenge to
modern medicine due to their impact on metabolism and
the general health of the patient. Phenylketonuria (PKU)
is a hereditary metabolic disease characterized by a
deficiency of the phenylalanine hydroxylase enzyme,
which leads to the accumulation of phenylalanine in the
organs. Untreated, it can result in serious neurological
damage. The effect of PKU on mycobiome is not
completely understood.

METHODOLOGY
This study aimed to determine the effect of disease and diet
on the mycobiome and to identify differences in mycobiome
composition between the PKU group and the control group.
The fungal regions of the ITS1 gene were sequenced using
an iSeq100 instrument (Illumina). Mycobiome diversity was
analyzed using QIIME2 (DADA2, UNITE, Shannon, etc.).
Analyses of the food diaries were performed using the
Kcalmar.com programme.
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CONCLUSION
Analysis of the oral mycobiome indicated the presence of the following taxa: Neoascochyta (PKU 6%), Leotiomycetes sp.
(PKU 6%; control 44%), Candida (PKU 2%), Sarocladium (PKU 3%), Fusarium (PKU 5%), Nectriaceae (PKU 5%), Mycena
(PKU 55%), Antrodia (PKU 18%, control 7%), and Mortierella (PKU 15%, control 7%). Preliminary studies indicate signif icant
differences in the composition of the mycobiome and diet bet ween PKU patients and controls. Pathogenic fungi like
Candida albicans , Aspergillus fumigatus , and different types of Mucorales are well known. These findings suggest the need
for further studies that may contribute to a better understa nding of the role of the mycobiome in PKU and the potential
development of new diagnostic and therapeutic approaches.

Figure 1-3. Oral mycobiome composition in PKU and con trol samples. The barplots show the relative abundan ce (%) of the 4 taxonomic levels: class, order, genus and 
species. Relative abundance at class (1) order (2), g enus, and species (3). 
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