ICommonly asked questionsg

1. What is galactosemia?

Gdactosemiais adisorder caused by excess of gaactose, amilk sugar, in the body. The
defect isin one of the enzymes respongible for converting galactose to glucose that can
be used by the body for fuel. Excess gaactose products damage the liver, eyes, kidneys,
and brain and can cause life-threatening infection in infants.

2. How and when will we know if my baby has galactosemia?

If your baby’ s newborn screening result showed aGAL levd >13mg/ dl, heor she
probably has gadactosemia If the result was 6 - 13 mg /dl your baby ether could il
have gdactosemia or a harmless variant. The newborn screening test will be repeated and
additiona tests will be undertaken to help determine if your baby has gdactosemia or
not. Typically the results of these tests take up to 4 days to come back. Depending on the
test results, additiond testing can take a variable amount of time to confirm the diagnosis.
Inavery smal minority of cases, it can be difficult to determine whether achildis
affected or not.

3. How did my baby get this?

Gdactosemiais an autosomd recessve disorder. This means that your baby has two
mutated genes, one from the mother and one from the father. Having only one mutated
gene (acarier) does not affect aperson a dl. Smilarly having one mutated gene
together with a common variant, referred to as ‘ Duarte galactosemia , does NOT appear
to affect the individud & al.

4. What doesit mean for my child?

If your baby has galactosemia, he or she will have to stay on amilk free diet throughout
life. Thiswill prevent the life threatening infections, menta retardation, liver and kidney
disease and development of cataracts. Most children with gaactosemia do however have
spedific difficulties, particularly with speech and girls develop premature ovarian fallure
despite early trestment. However, specific early intervention & speech therapy isvery
helpful.

5. What isthetreatment? Doesit work? Isthe diet difficult to do/expensive?
Gaactosmiais primarily trested by amilk free diet. Therefore infants with galactosemia
cannot be alowed to have lactose / galactose containing foods such as breast milk or
regular milk formula but thisis safdly replaced by soy formulas. Thisdiet isvery

effective a preventing the life threatening complications of gaactosemia. It isless
convenient than regular diet but most people find soon it becomes relatively routine and
is not Sgnificantly more expensve.

6. What about my other children/future children?

As gdactosamia is an inherited recessive genetic condition it isimportant to have your
other children tested. Children from the same father and mother as the affected infant
havealin 4 (25%) chance of having gaactosemiathough it is unlikdly if they had no
problems ininfancy.

Sincethereisarisk for having a future child with galactosemiait is important to let your
obgtetrician and pediatrician know that you have a child with gdactosemiaif you are
planning future pregnancies so that they may discuss the options with you and prepare
accordingly.
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