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Introduction

Phenylketonuria, also known as PKU, is a rare genetic condition that 
results in the buildup of the amino acid phenylalanine in the body. The gene 
that makes the enzyme needed to break down phenylalanine has a mutation 
that leads to PKU. When a person with PKU consumes protein-containing 
foods or aspartame, an artificial sweetener, a hazardous accumulation can 
occur because this individual lacks the enzyme necessary to metabolise 
phenylalanine. In the long run, this may result in severe health problems. For 
the remainder of their lives, PKU infants, kids, and adults must consume a 
diet low in phenylalanine, which is predominantly found in foods containing 
protein. Babies are screened for PKU soon after birth in the US and many 
other nations [1].

Description

PKU patients who get pregnant run the risk of having maternal PKU, a 
distinct type of the disease. Blood phenylalanine levels may increase if women 
do not follow the particular PKU diet before and during pregnancy, harming 
the developing foetus or leading to a miscarriage. If they do not follow the 
PKU diet, even women with less severe cases of PKU risk endangering their 
unborn infants. Babies born to moms with high phenylalanine levels hardly 
ever inherit PKU. However, they may have detrimental effects if the mother's 
blood phenylalanine level is high during pregnancy.

Genetic mutations, which can be minor, moderate, or severe, are what 
lead to PKU. A person with PKU will lack or have insufficient amounts of the 
enzyme needed to break down the amino acid phenylalanine as a result of 
this faulty gene. A dangerous buildup of phenylalanine can happen when a 
person with PKU consumes protein-rich foods like milk, cheese, nuts, or meat, 
as well as grains like bread and pasta, as well as when they take aspartame, 
an artificial sweetener. In the brain, this phenylalanine accumulation damages 
nerve cells. [2].

Both the mother and the father must have the faulty gene and pass it on to 
the child in order for the child to inherit PKU. This mode of inheritance is called 
autosomal recessive. A parent may be a carrier, meaning they may carry the 
PKU-causing gene aberration but not the disorder. If just one parent carries the 
faulty gene, there is no danger of transferring PKU to the child; nonetheless, 
the child may be a carrier. Two parents who have PKU but are ignorant of it are 
most likely to pass it on to their children. PKU is brought on by both parents 
carrying a faulty gene. Both parents must be affected by the condition for their 
child to have it. [3,4].

PKU can only be inherited if both the mother and the father have the 
faulty gene and pass it on to the offspring. Autosomal recessive refers to this 
mode of inheritance. A parent can be a carrier, meaning they have the PKU-

causing gene flaw but do not experience the illness. If just one parent carries 
the problematic gene, there is little danger of PKU being passed on to the 
child, although the youngster might be a carrier. Two parents who are carriers 
of the illness but are unaware of it are most frequently the source of PKU in 
offspring. PKU is brought on by the presence of a faulty gene in both parents. 
Both parents must be affected for the condition to manifest in their child. [5].

Conclusion

For the rest of your life, you should take a PKU formula, a specialised 
dietary supplement, to make sure you obtain enough nutrients and vital 
protein (free of phenylalanine) for growth and general health. With PKU, a safe 
phenylalanine intake varies from person to person and is subject to fluctuate 
over time. The general rule is to limit phenylalanine intake to that which is 
necessary for healthy bodily function and growth. Your doctor can establish 
a healthy quantity by routinely checking your blood phenylalanine levels, 
growth charts, and food records. regular blood tests to monitor phenylalanine 
levels as they change over time, especially during pregnancy and childhood 
development spurts.
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