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Hi Friends,
Good health and happiness to all our families.
We hope this newsletter finds you well.

SAKKS has lots of exciting news in this edition.
Melasande Carey, our NSW Representative has
been very busy organizing The Sup-
porting Aussie Kids with Kabuki Syn- [
drome Benefit Night. Details on the [
event can be found on page 2.

We would like to say a big thank you
to Dame Elisabeth Murdoch for her
very generous donation. We here at SAKKS are
very honored that such a wonderful lady has
taken the time to hear about Kabuki Syndrome
and our organization.

Don’t forget to log on and “say hi and introduce
yourself “ on the forum. If you have any trouble
logging in let me know. Remember how impor-
tant it is to feel support when you are a newly di-
agnosed family, and over the last 2 months we
have had 12 new members.

This newsletter brings you 2 new families, thank
you mums for sharing your stories. We receive
many emails saying thank you for the stories and
photographs. We appreciate what a great source
of support they are to new families.

CITY OF
TEA TREE GULLY)|
Naturally Better

Please contact Stacey to book your place for
the 2010 Nationwide Family Retreat. This
wonderful event will be held in Victoria. We
are keen to learn the numbers to start our
fundraising to enable this event cost free to
families. If you have any questions please
contact Stacey: stacey@sakks.org

In this newsletter

Page 2 Benefit Night

Page 3 Introducing Elliot
Page 4 Introducing Nina
Page 5 Introducing Nina cont.
Page 6 Introducing Nina cont.
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FAILURE TO THRIVE BABY NOW THRIVING
FOR SUCCESS

He Made It From Cradle To College

Scottsdale, AZ, June 28, 2009. Dr. Susan Skidmore, Member of the Gov-
erning Board for the Paradise Valley School District addressed the seven
hundred plus graduates of Horizon High School. Close to the end of her
speech she said “l would be amiss if | did not acknowledge this graduate,
Elliot Jack Richards, please stand.” The crowd cheered. “Mr. Richards, you
are an inspiration to us all!'” The stadium filled with friends and families of
the graduates stood and applauded for this remarkable young man.

What is it about 19 year old, Elliot Richards that inspires us? It is his determination in the midst of obsta-
cles. It is his passion to participate. And it is his love for life and people. You see, nobody told Elliot he
had a syndrome or that he was different.

At birth, Elliot was, failure to thrive, and at six months finally diagnosed with Kabuki Makeup Syndrome, a
genetic mutation that carries with it multiple anomalies. The initial, apparent deformities were cleft palate,
hypotonia (often called floppy babies), underdeveloped hips, connective tissue disorder, some retardation
and lack of involuntary reflexes such as not being able to initiate a swallow.

Elliot was fed with a gastrostomy tube directly into the stomach until the age of three, did not walk until he
was four and his fine motor skills have prevented him from learning to tie his shoes, button his shirts and
write in cursive.

Through the years underdeveloped organs and functions were discovered and required surgeries to cor-
rect. Although he has had several constructive operations on his hips, he still walks with a limp. This year
he faces several more surgical procedures; one on his jaw followed by dental implants. To date, Elliot has
had over 19 surgeries.

With no prognosis, The Richards family foresaw a future filled with medical intervention and therapy to
help his little body grow. It was unsure what Elliot’s life would be like and what he would be able to ac-
complish. But Elliot didn’t know that. He saw his limitations and medical procedures as detours and minor
setbacks.

His family, friends, educators and therapists have cheered him on along the journey. But it is Elliot’s re-
fusal to fail and fortitude to thrive that touches lives and gave him success.

Elliot’s life has inspired others to see life in a new perspective. He participates and involves himself in ac-
tivities, social events and extra-curricular programs outside of the resources offered to special needs stu-
dents. It is because he doesn’t see himself any different.

In the Fall, Elliot plans to attend the Special Services Program at Eastern New Mexico University in Ros-
well. There he will learn life skills, an occupation and enter the next phase of independent living.

Thank you Frankie Mae for sharing your story, if you would like to contact Frankie Mae for more informa-
tion you can email her at frankiemae@cox.net




\ntroducing Ning

| am Silvia, the mother of Nina.

Nina is 8 months now and I'm still overwhelmed by her presence in our lives! | cannot
remember well how life was without her. Nina is our first daughter. My husband and |
kept our relationship between 2 countries for quite some time. I'm Brazilian and he is
German. Since we were both freelancers, it was not difficult to organize our schedules
to spend time together in 2 different continents. | came to Germany for the New Year'’s
Eve in 2007 and we came back together to spend the summer in Brazil. | stopped tak-
ing my pills after | made a mess with the jetlag, and told Thomas (who always wanted
a child) 1 would start again next month; if | got pregnant, it would be ok, but I did not
believe it would happen. 5 weeks later | had my first ultrasound! It was one of the big-
gest moments of my life, everybody knows how strong it is to hear your baby’s heartbeat, but when it happens it's
impossible to describe how great it is. We decided to get married and have the baby in Brazil, but we figured it would
be better to move to Germany so | could take care of the baby and my husband could keep working. My pregnancy
was wonderful. No problems, just fun. | was alone most of the time while Thomas worked in Switzerland and China.
He arrived a few weeks before she was born and we got married when all the papers were done.

| was already 39 weeks and no sign that Nina wanted to come to us! The exams were all ok. When | completed 40
weeks we repeated Doppler and something was wrong. When the doctor at the lab asked “Who is your doctor?” my
heart almost stopped beating. He explained to us that my baby sent an “alert sign”, she was sending more blood
than usual to her head and it meant she was saving oxygen. He thought we should not wait anymore. That night was
awful... | was terribly scared. Next day in the morning my doctor, Thomas and | agreed that | should go for a caesar-
ean. At 9 PM Nina was born. She cried a lot and stopped as soon as they put her in my arms. Everything fine, big
emotion... The apgar was great, and a few minutes later my doctor explained that they found out | have an uterus
septic and Nina had her head turned to the back, probably because there was not enough space in the last weeks
and that was the best position she could find. But everything was ok.

Her first day was good, she was beautiful and very different from the other babies! Full of blond hair, huge Chinese
blue eyes. She slept all the time and | felt the happiest woman in the world. My husband was in heaven.

Our problems started in the second day. She wasn’t able to drink and a sequence of misunderstandings, things said
in the wrong way, transformed what should be perfect into a nightmare. During the night Thomas went to the nursery
to take a look at Nina and she wasn't there. Someone told him she was at the second floor with another doctor so he
went downstairs to look for her. The doctor told him she wasn't able to drink because there was something wrong
with her chin, it was too small. | don’'t know which words he used to a foreigner, but my husband was really scared
when he came back. | tried to contact this doctor to understand what was going on, but he didn't come. They sent a
nurse instead, who accidentally said “we don’t know if there’s any relation with the big eyes and the chin”. | asked “
what do you mean??” and she gave me some confuse answer, and | noticed she said more than she should. We
couldn't sleep the rest of the night. Nina had to spend many hours receiving light and still couldn’t drink anything. |
completely lost it, Nobody could tell us exactly what was going on. In the morning | started to cry really loud in the
corridor when the chief of the nurses came to talk to me. She quickly figured that what happened during the night
was not right. We are talking about a very famous hospital in S&o Paulo. In a few minutes the head of the paediatri-
cians came to talk to us. He told us Nina had a “cyanosis” during the night, that they didn't know exactly what hap-
pened, but she went “pale”. He understood that there was a miscommunication before and it shouldn’'t have hap-
pened. He asked if we would agree to move Nina to the semi intensive care just to be sure everything was ok and
run some tests. It would be better for her to keep the treatment for ictericia and if we wanted to, they would call a
geneticist. He didn’t believe there was anything wrong with her but it would be better for us to come back home with-
out any doubts. And everything went pretty well, the ECG was ok and the only thing the geneticist found different
was some extra skin in her neck.

The first month was difficult. She lost more weight in the first week at home. | couldn’t breastfeed her which was very
frustrating to me. If | only knew what was coming, | wouldn’t have felt that bad. She could easily drink from the bot-
tles and after seeing a speech therapist and trying many things, | had to give up and accept breastfeeding wouldn't
happen. | kept remembering the things | heard at our pregnancy classes, how important the mother’'s milk is, etc,
etc. | even had to answer the question at the supermarket “she is so small, why are you buying artificial milk?”. Peo-
ple can be very mean and invasive! But the important thing was she started to gain weight after 2 weeks and every-
thing seemed fine. She was such a lovely small baby. The second and third months were full of joy. Thomas’ mother
and brother came to visit in Brazil, that was a wonderful time with the 2 families together.

When Nina completed 3 months her paediatrician said she should support the head better at this age and advised
us to see a neurologist. She always agreed that Nina had an unusual face. Again, total panic. | hated the doctor.
How could she say something like that about my precious girl? And It all started again. Before we saw the neurolo-
gist | took her to another doctor, a friend of the family, and he was more optimistic. He thought her posture was
wrong and it was probably related to her position in the




uterus. We blamed my septus for everything, that was the reason she couldn’t drink from my breast and now this.
But he also found something strange. Her fontanella was closed and it was too early for that. It could be that it was
ok from the inside, but we should check it with the neurologist since the head needs space to grow. And depending
on the case, surgery would be necessary. Only God knows how afraid | was. But again, it turned out everything was
fine and after the CScan we were told not to worry about her. The neurologist also added that her cognitive test was
great. Some physiotherapy could help her. Ok, lets move to Germany in peace. And at Nina’s 4™ month anniversary
we came to Hamburg.

It was very hard to say good bye to my sister, nephew and niece, my father and my best friends. It's never an easy
decision. We left a very hot summer and arrived in the end of the winter in Germany. It was so cold... But that was
also good to introduce Nina to the other part of her family. We had lots of things to do, specially regarding health
insurance and renting an apartment. Luckily the thing with the insurance was quick. Because after 2 weeks Nina was
ill. She woke up screaming with colic and some fever. It was Sunday. We tried to give her some medicine and she
felt a little better during the day, but it all started again and we took her to the hospital in the evening. | will never for-
get this place.

A children’s hospital where our niece had been before, it was highly recommended by my brother in law. After some
minutes in the ER, the doctor in charge asked if we had been to a geneticist before. Oh God, not again... She
thought her ears were too low and we should run some tests in the next days while being in the hospital. Nina would
probably stay for a few days, they could not figure out what she had in the beginning but probably some viral infec-
tion like many other babies there. Apparently that was some epidemic thing going on. And in 2 days she had not
only a gastro enteritis but chest and lungs infection as well. She was so thin and weak, and so quickly. She stopped
eating. We were devastated. We didn't see her smile for days.

The doctor that took care of Nina for the next days turned out to be very important in our lives. She explained that
during the ultrasound for the stomach they found out Nina’'s kidneys had an unusual shape, like a horse shoe. She
asked if we would agree to investigate for some genetic syndrome. Very different from other doctors we saw before,
she made us feel safe and was very competent on finding the truth. Later on they told us that when the X-ray of the
chest was made, they also found out her clavicle was divided in 2 parts at the right side. At that point | told my
mother in law, my sister and Nina’s godmother that we should be prepared for what was coming. We might have a
special child, | said. All the time my husband and | agreed that we wanted to finally have a diagnosis, no matter
what. Every doctor that entered the room had something to say about Nina. Even the orthopaedic doctor who
thought her muscle tone was too soft. They tried to reach Dr. M but he was out of the country so we had to wait for a
few days, while Nina was still recovering. On Friday morning he came. | was alone with Nina in the room. | told him
to be gentle because | was very afraid of what was coming. He looked at Nina and asked “Are you prepared? Be-
cause | know what your daughter has.” | said yes, is there a name for that? And he answered “ It's called Kabuki
Syndrome”.

I had to pull a chair. | couldn’t support my knees anymore. He gave me a brief information about the syndrome. That
was by far the most chocking thing that ever happened to me. Worse than the day my mother told me she had can-
cer. But even more difficult was to answer the phone when Thomas called me on the way to the hospital, 15 minutes
later. In a little while he entered the room. He was crying and asking “where is my daughter?” We kept holding her
for some minutes. Dr. M also talked to Thomas. | called my sister and Nina’s godmother in Brazil. And | called my
brother in law who came over with his family one our later, with great food and some prints about the syndrome in
Portuguese and German.

That's how it happened. | felt very strong that day. | said | was up to the job. She is our lovely baby and nothing is
going to change. We'll help her to be happy and that’s the only important thing. | even felt relieved. Since she was
born | had that strange feeling in my heart. We knew she was late and although we tried to believe everything was
fine, we knew there was something wrong, deep inside.




My break down came the next day. | was terrified. | guess you all know what I'm talking about. | was just afraid. |
started to imagine she would look “weird”, and would be teased by other people. | was afraid she would be “noticed”
in the streets. And mostly | was afraid she would suffer a lot, and have all the things on the list of common problems
| read about the syndrome. | needed the help of many people that day. My sister called and we talked for a long
time. My best friend (Nina’s Godmother) told me some friend knew a girl with Kabuki in Brazil, and she was beautiful
and lovely. My sister in law, my mother in law, they all helped a lot. Even Nina’s cousins helped... And the nurses.
Poor “sister” Verena saw me crying all weekend.

That day | remembered one of my favourite Brazilian songs. It's called “Vocé é linda” (You are beautiful)

Fonte de mel

“Vocé é linda” (You are beautiful) Source of honey

Fonte de mel In these eyes of geisha
Nos olhos de gueixa Kabuki, mask

Kabuki, mascara Clash between the blue
Choque entre o azul And the cluster of acacias
E o cacho de acacias Light of the acacias

Luz das acacias You are mother of the sun
Vocé é mée do sol You are beautiful

Vocé é linda More than too much

Mais que demais Yes, you are beautiful
Vocé é linda sim Wave of the sea

Onda do mar do amor of the love that hit me

Que bateu em mim

| wrote it down and looked at it every time | felt bad. And hugged my child, the most beautiful thing in the world, my
precious Nina. We love her so much. She brings such a light to our lives. It's difficult to have the diagnosis while the
child is ill. It seemed it would never end. But she surprised us a lot. After that, she was only ill once, and took it very
well. We didn’'t come back to the hospital yet. She is going twice a week to the physiotherapy, which she hates! She
is always coughing, but nothing serious. And it's not easy to make her eat... Every time we see an specialist we hear
the same thing. It's not perfect, but it's working well. Her heart, her palate. We feel lucky. Sometimes she does
amazing things that we wouldn’t expect. When she completed 6 months she suddenly turned on the bed. Just like
that. | was not looking, and she turned. Like every other baby is supposed to do, at the age of six months. | was
thrilled. | called everyone | could! She has hypotonia and a broken collar bone, but she did what other babies do.

We will start an early learning therapy pretty soon. We hope it will help. She still cannot support the head very well
and cannot sit yet. But she is very active and tries to do things really hard. She just learned how to put the pacifier
into her mouth. She does it all the time. And | get happy every time | see it.

Reading all your stories was very inspiring and scary at the same time. You are all very brave parents and should be
proud. Some of you have kept your children’s lives with your own hands. It's outstanding. There are those days
when | get scared again about what is coming. But most of the time | just enjoy my baby. | think we should not hate
the Syndrome. | always think of that. Nina would have a different face if she was not Kabuki. How could I live without
those eyes? | wouldn't trade her for anything in the world. Her father feels the same.

Thank you Sylvia for sharing your story

Kabuki Syndrome Networks from around the World

Kabuki Syndrome Network (KSN) Network Kabuki Syndroom
Contact: Margot Schmiedge Contact: Fam. Vergouwen

Email: Margot@kabukisyndrome.com Email: fam.vergouwen@hetnet.nl
Web: www.kabukisyndrome.com Web: www.kabukisyndroom.nl/
Assoc. Syndrome de Kabuki (ASK) Kabuki Syndrome of Japan
Contact: Catherine Mus Contact: Toshinobu Ozeki

Email: asyndkabuki@neuf.fr Email: azusa8-5@fb3.so-net.ne.jp

Web: www.asyndkabuki.neuf.fr Web: www003.upp.so-net.ne.jp/kabuki_j/




