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Ways a woman becomes a Barth syndrome carrier

e Through her mother, if her mother is a carrier herself
e Through her father, if her father has Barth syndrome

In addition, a NEW genetic mutation might cause the disorder spontaneously, with neither parent
possessing or transmitting the change. This is called a de novo mutation.

If a mother is a confirmed carrier, then each
of her sons has a 50/50 chance of having
Barth syndrome and each of her daughters

If the father has Barth syndrome, all his
daughters will be carriers and none of his
sons will have Barth syndrome

has a 50/50 chance of being a carrier as well.

o -~ o ™

i
Gene Carrier ‘ w Non Carrier Non Carrier ‘ Affected

Female @ Male Female _ Male
/o; -

[ e : .
- H - -
Gene Carrler Non Carrier Affected Non Carrier Gene Carrier Non Carrier
g 20utof 4
t of 10utof 4 it of 4 10utof4 50%

25% 25%

Carrier Information Sheet for Barth Syndrome
The Barth Syndrome Foundation www.barthsyndrome.org
Rebecca McClellan, MGC, CGC, Johns Hopkins University
May 2020
DISCLAIMER: This fact sheet is designed for educational purposes only and is not intended to serve as medical advice. The information provided
here should not be used for diagnosing or treating a health problem or disease. It is not a substitute for professional care.

#



Being a Barth syndrome carrier can be difficult to understand and accept.

There is often a feeling of grief, and, even though carriers know that it is not their fault, many
have a sense of guilt.

Some carriers feel isolated and have trouble communicating their feelings to both family and
medical professionals.

It is important to know that there is no right or wrong way to feel, and taking care of your
mental health is as important as your physical health. Whether you are dealing with grief,
guilt or feeling depressed, having a supportive group to talk to is key, and may include family
members, clergy, other individuals in the BSF community, and professional counselors.

It is important to realize that your emotions and feelings will change over time.

Whether you discover that you are a carrier before or after you have children can make a
difference in how you are able to accept your status, but, in many cases, the decisions that
need to be made are the same.

There is no right or wrong way to approach family planning decisions once a genetic
diagnosis has been made in a family. It is a very personal choice to the couple that is
influenced by many things including personal experiences with the diagnosis, emotional and
financial resources, as well as religious and cultural beliefs. Some families may choose to do
nothing or consider adoption, while others might utilize reproductive testing options,
preimplantation or prenatal, to help prevent recurrence or to help plan for delivery. Carriers
are advised to educate themselves about all options (see family planning options) before
making a decision.

You and your significant other will not always be on the same page—as always
communication is the key.

Your feelings will change over time, sometimes on a day-to-day basis.

It can help to talk about being a carrier, especially with other carriers; they understand and
can help normalize it.

Before telling your daughter that she may be a carrier, make sure that she has the capacity
to understand and that she is able to discuss the ramifications.

Carrier Information Sheet for Barth Syndrome
The Barth Syndrome Foundation www.barthsyndrome.org
Rebecca McClellan, MGC, CGC, Johns Hopkins University

May 2020




e There are a number of things to take into consideration when making the decision to test for
carrier status, and it cannot be stressed enough that only the person taking the test will
know when/if she is ready.

e Itisimportant to be aware that knowing you are a carrier can make an impact on
relationships—friends, siblings, parents and significant others.

e There may also be a change in your perception of yourself.

e The person needs to ask what it would mean to know and why she is interested in testing.

e Itis also a good idea to have a disclosure plan—when and what to tell friends and family.

e Inorder to be able to perform the test, the exact gene variant (that runs in your family) must
already be identified.

e Theindividual does not need to be 18, but testing must be her own personal choice and
decision, not her family’s or friends'. Note that, in general, parents cannot request testing of
their minor daughters.

e She should meet and speak with a genetic counselor and/or physician prior to testing.

e The testis a simple blood sample, or sometimes a buccal swab or saliva sample.

e Results are received in two to four weeks, depending on the lab.

There is a huge spectrum of family planning options open to carriers of a Barth syndrome gene
variant (TAZ)who are at risk of passing that mutation on to their children. There is no right or
wrong preference, and we recommend that potential parents speak with a genetic counselor
and/or therapist before making their decision. Some of the avenues open to families include:

Parents can have a natural pregnancy and accept that there may be a 25% chance that their
child will either have Barth syndrome or be a carrier. With this option, no testing is performed
before conception, and the couple may either pursue prenatal diagnosis, or they can wait until
the child is born, and then, if it is a boy, he can be tested at birth.

If the couple chooses prenatal testing, the first step would most often be a blood test or an
ultrasound to determine gender—if it is a girl, no further testing is done. Options to determine
gender during a pregnancy include:

1. Noninvasive prenatal testing, offered from 10-22 weeks gestation, involves extraction of cell
free fetal DNA from the blood of the mother and can be used to determine gender, as well
as chromosome number and genetic testing for a small handful of single gene disorders.
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Unfortunately, it is not currently a reliable option to test a pregnancy for a specific TAZ
variant.
2. Fetal Ultrasound when done after 18 weeks gestation may be able to determine gender.

If it is a boy, there are two routinely used options for prenatal diagnosis:

1. Chorionic villus sampling (CVS), performed between 10-12 weeks of pregnancy, is a
procedure in which a sample of chorionic villi is removed from the placenta for genetic
testing.

2. Amniocentesis, performed at 15-18 weeks of pregnancy, is a procedure in which a sample of
amniotic fluid is removed from the amniotic sac for genetic testing.

Both of these options carry a ~1/200 chance risk of miscarriage.

If this prenatal testing reveals that the fetus is affected, the parents have the opportunity to
prepare to have a child with Barth syndrome, or have the option of terminating the pregnancy.

In-Vitro Fertilization (IVF) using an egg donor. This reduces the chance of having a child with
Barth syndrome down to the same chance as in the regular population.

IVF using Preimplantation Genetic Testing (PGT) combines IVF with genetic testing, with the goal
of implanting only unaffected embryos into the mother’s uterus. This method involves taking a
cell from each embryo created through IVF and performing genetic testing on them. Unaffected
embryos can then be identified, and only those will be transferred to the mother’s uterus. Some
centers offer PGT by polar body biopsy which allows only a look at maternal contribution but can
often be done just before fertilization.

Adoption, is another option to consider, and there are many private and government agencies
available.

Reproductive options and prenatal testing methods are continually evolving and improving. In

addition, laws governing availability of various technologies differ by country. Also, these

alternatives can be costly and not all options are covered by insurance programs. Therefore, it is

extremely important to get all of the current and correct information at the time it is needed.
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