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By: Meg Hefner, M.S., Genetic Counselor

Every so often either on the CHARGE syndrome listserv (http://health.groups.yahoo.com/group/
CHARGE/) or in emails sent directly to me, people ask questions about how having CHARGE or
having someone in the family with CHARGE (previous child, brother or sister, cousin, etc.) affects
the possibility of CHARGE in a particular pregnancy. People ask me about the chance of another
child with CHARGE, at what point it might be
worseo6 than their first child, and what other peop
the discussions on the list about the worries, fear, guilt, and all the other feelings that accompany the process of
deciding to attempt a pregnancy, the uncertainties during a pregnancy, the joy of birth and the tragedy of
pregnancy losses. These are themes which reappear over and over again in our families. In this special issue o
CHARGE Accounts, will try to address many of those issues, providing you with technical medical information
about probability and medical testing along with stories from families. This issue will become another resource
the Foundation provides for families in the future.

Many people have contributed to this issue. Although | have written many of the more technical articles, my
information comes from numerous professional sourc
as a prenatal genetic counselor. Corrie Young writes about on her experiences with pregnancies after her first
child with CHARGE, including several typical children and one more child with CHARGE. Others have
contributed their experiences of deciding whether or not to pursue additional children after their child with
CHARGE. The editors wish to thank all of those who contributed to this issue.

Editorial comments from Meg

This is an extremely important topic with some very strong feelings and opinions. As a genetic counselor, | work in a high
risk prenatal genetic setting every day. One of the m
choice. o Unli ke what you might think based on what yo
tube or pro tracheotomy or pro cochlear i mplanté). It
whatever decision (choice) is best for them. There are no right or wrong decisions, only the best people can do with the
information they have. Doctors or legislators should not be the ones making these decisions. People are often thrust into
situations where they must make heagnding, irreversible decisions with incomplete information. My role is to help

people understand a situation as completely as possible and help families see how different decisions might affect them ar
their families, now and in the future, with the hope that the family can make the best decision for them. Once a decision is
made, it is my job to support the family in that decision. Never to judge.

In this issue, all of the families who decided to pursue another pregnancy have written that they would take whatever they
got 8 CHARGE or not. With the relatively low recurrence risk, it is not surprising that the Youngs are the only family

who actually faced the prospect of another child with CHARGE. Corrie has eloquently related how they felt about that,
fears and all. | have had many private conversations (phone and email) with families who felt pretty strongly that it would
not be right for their family to have another child with CHARGE and yet they desperately wanted another child. Those
women often clearly stated they would likely terminate a pregnancy that was found to be affected. | mention this only
because | know there are others out there who may also feel that way, and that is OK. | know the world of CHARGE is
very accepting and | hope that opinions and decisions made by people to actively not have another baby with CHARGE wi
be as respected and admired as those who have decided to accept whatever happens.

© All rights reserved CHARGE Syndrome Foundation Inc. 2010
http://www.chargesyndrome.org
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oLi ke
families, our
journey to having
kids was filled
with bumps in

the r

Sisters Jessica (left)
and Alexis (right)
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Bumps in the Road

By: Catherine Rose

How to start an article that can potentially make people cry?

Like many families, our journey to having kids was filled with bumps in the road. | had alwaysI
wanted two children close in age. Il dm an Engi
our surprise, in our first pregnancy, we were expecting identical twin girls. | was monitored |
closely by highisk pregnancy doctors in Boston and had ultrasounds every 2 weeks to checkl
the growth of Alexis and Kaitlyn. |

Duringthe20we ek wul trasound, the doctors notice a
an amniocentesis performed on both babies. We thought waiting for the test results were the

most difficult days of our lives. The tests came back negative for both babies, which gave us
peace of mind to get through the rest of the pregnancy.

At 29 weeks, | was admitted to the local hospital with fatigue and dehydration. At that time, th'e

nurses and doctors couldndét find Kaitlyndéb he
brain, thinking, O0They just arendt huntin@pg ha
already put together the pieces. The ultrasou
no heartbeat. 6 | was transported immediatfly

she was going to be born at 29 weeks.

After several days of observation, Alexis showed she was a fighter and was staying put. | wa
ordered to strict bedrest and endured another 8 weeks of pregnancy carrying live Alexis and

dead Kaitlyn. We had asection scheduled because Alexis became IUGR (intrauterine growth
restricted). At 37 weeks, Alexis was born weighing 4 pounds.

Through Al exisds first year of | fe,I we
right side choanal atresia, cleft of soft palate, bilateral severe profound hearing loss,
small right eye, low vision, heart defects (ASD and PPS murmur), fusions of the |
cervical spine, microcephaly, clenched hands, kidney problems |
(pseudohypoaldosteronism type 1), abnormal brain spikes, and obstructive sleepI
apnea. In the NICU, the doctors felt that Alexis had Trisomy 18, which is

incompatible with lifé giving her less than a 10 percent chance that she would I
survive her first birthday. She tested negative for every test. She tested negative For
CHARGE as well. She also tested negative for Cornelia de Lange. She was |
undiagnosed, a medical mystery, a scientific misfit. If a child is diagnosed with a |
genetic syndrome, doctors can check the parents and siblings. If a child is

undi agnosed, then they dondt have anlythi

So knowing what we did and experiencing the challenges that we did, why did we I
have a second child?

I
| had a lot of time for reflection during bedrest and NICU days. We had expected twins. We hjld
prepared for twins and the struggle of caring for two babies. | knew if | wanted to have two kids

close in age that we couldno6ét be deterred® by
following Alexis. She received about 10 hours of Early Intervention each week. And then, we 'got
pregnant with Jessica when Alexis was barely 8 months old. |
Continued on next page'
/
-

CHARGE ACCOUNTS



/

S EEEN N N BN M N N BN BN S S S S S D e e B S e e s S

\

VOLUME 20, ISSUE 2 PAGE 3

Continued from page 2

Ot hers would question us, OArend6t you afraid that Jessi c:

OQur answer was, olf that happens, we know all of the RI GI
were resolute that Alexis could overcome all of her challenges and felt that if Jessica had those same challenges, we
were wellequipped to handle them. However, we were still very afraid and concerned for heibeiglt.

| had CVS testing done at 10 weeks to check for any genetic defects. | breathed a sigh of relief afténtiee29

(when we had lost Kaitlyn). | was followed by hiigk pregnancy doctors and delivered Jessica safelysbgton at

38 weeks. After the delivery, we were hypervigifamo cleft palate and no clenched fists. We were discharged within
4 days and were sent home with a baby who was actually hungry at nightt@ibe geeds). It was a new experience!

Yes, it has been crazy. In the early days, Alexis and Jessica had many competing needs. Now, Alexis is 4 and Jessica is
almost 3. In a lot of ways, Jessica is the big sister, achieving the milestones that Alexis struggles to reach. Alexis has an

excellentrolemodé¢it aki ng notice of Jessicads movements, trying to
Jessica is more caring, more patient, and more sympathetic than many of her peers because she has Alexis. We
woul dnot trade them and their interactions for anything.

SIS EEE EEE BN EEE EEE BN BEE EEE BN BN BN B BEE B B BEE B BEE B B BEm B e B e B

Prenatal Diagnosis of CH....o.iE S

should always

involve extensive
By: Meg Hefner, M.S., Genetic Counselor counseling about

Can we look for CHARGE prenatally? What options are available depends on whether a CHD7 mutation (or ot|
CHARGE genéwhen we find them) has been identified or not. If a DNA diagnosis has been made, then all of t
options below could be considered. CHD7 (or other DNA testing) can be important even when the clinical diag risks and cost of
is definite, because it means there are many more options available for family planning. If no DNA diagnosis h
made, skip to Ultrasound, below.

the advantages,

procedures being

considered. 0

For any genetic condition, if the DNA basis of the condition is known, it is possible to test for the presence or I
absence of that particular mutation at many stages: before pregnancy (preimplantation genetic diagnosis), in the first |
trimesters (CVS), in the second trimester (amniocentesis), and postnatally. Prenatal diagnosis options should always involve
extensive counseling about the advantages, risks and cost of procedures being considered. The option of terminating_ a
pregnancy (abortion) varies from location to locatidnn many US states, it is not available after 22 or 23 weeks.

Preimplantation genetic diagnosis

This involves IVF (in vitro fertilization) along with DNA testing of embryos prior to implantation.
Briefly, hormone injections stimulate multiple ovulation. Eggs are harvested, fertilized with sperm ﬂ/‘-\\
allowed to grow to about the 8 cell stage. One cell is removed from each embryo and tested for S “
presence or absence of the known mutation in the family. Only embryos without the mutation are_- ‘ ;
i mpl anted in the womands uterus. I VF with
centers. Itis very expensive and does not always result in a viable pregnancy. The major advan
this procedure is that it avoids the possibility of a decision about whether or not to continue an
affected pregnancy. Preimplantation genetic
diagnosis involves in vitro
. fertilization and DNA testing.
Continued on next pac

< Photo credit: http://www.scientificamerican.com/
blog/60-second-science/index.cfm?tag=IVF

~

—_——— o o o o o o o o o O e D e O o EE EE O e EE e e e e .



GESENNE NN I I I I S B B B DS B B B B S B B B B B B e ey

PAGE 4 _ _ S
Prenatal DiagnodisContinued from page 3 \
Chorionic villus sampling: CVS |
CVS is a prenatal diagnosis procedure done at abott3 tveeks of pregnancy. A catheter is |

Amniocentesis & Chorionic Villus

Sampling

Ultrasound
scanner
Placenta

Amniotic fluid
Fetus

Uterus

Catheter

L

J,Ultrasound

scanner
S———

inserted vaginally or abdominally (depending on the position of the placenta) and placental tissug]is
removed. Fetal tissue in the placenta can be tested for presence or absence of the known mutation
in the family. The major advantage of this procedure is getting information earlier: either the relief
of an unaffected diagnosis or the ability to make a decision about continuation of pregnancy or
abortion early in the pregnancy. |

Amniocentesis |

Amniocentesis is a prenatal diagnosis procedure done after 15 weeks of pregnancy. A needle is|
inserted into the amniotic fluid surrounding the baby. A small amount of fluid is withdrawn. Fetall
ing| Cells in the fluid can be analyzed for the DNA mutation in the family. The advantage of

Photo Credit: amniocentesis is the lower risk of miscarriage. I
http://www.mhhe.com/ Ultrasound I
socscience/sex/common/ |

Ultrasound, unlike DNA diagnosis, cannot diagnose or rule out CHARGE syndrome in a pregnancy, even
when the CHD7 mutation is known. However, ultrasound is an extremely useful tool and has no known risk
to the fetus or the mother. An anatomic survey performed at a tertiary care center at can provide a lot of |
information about the general well being of the fetus. We typically do an ultrasound for anatomic survey
18-20 weeks. At that point, many fetal anomalies can be detected, yet it is still early enough in pregnancy'to
perform additional testing (e.g. amniocentesis to rule out a chromosome abnormality, fetal echo to look atl
the heart) and still have the option of considering pregnancy termination. When looking for features of |
CHARGE, | would recommend another ultrasound at28lweeks, when a more complete anatomic survey I

(especially heart views) can be completed.

Ultrasound features which may be consistent with CHARGE syndrome are listed on a separate sheet (so !/ou
can print it and take it with you) on page 7 of this issue. A note about 3D/4D ultrasound: 3D ultrasound id
really fun for parents. As a medical diagnostic tool, however, it is most often not as valuable as 2D |
ultrasound, Doppler (which | ooks at bl ood flow)I
However, for certain features, 3D can be very helpful. In the case of CHARGE, getting a 3D look at both
ears can be very helpful. Unusual ears are one of the most common features and can sometimes be ver;l

ibank/set6.htm

obvious on 3D ultrasound. |
YOUNG, CORRIE J I
12144 GA=22w3d 04/21/2006 17:00:08
Default I
Qual high1
B42°/\V55° I
|
|
|
|
|
|
|
|
|
|
Tate several monthgli&dixed, I
ears still stick out I
3 D ultrasound of Tate Young at about 24 weeks. I
\ Note the cleft lip and the CHARGE ear sticking out I
- Continued on page 6
~ 7
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oFour 1 n Our Family,

By: Katie Susil
THE DECISION

The decision to have another child after our first baby, Makenna, was born with CHARGE syn ,: ‘
was not an easy one for us. In fact, Jay and | were positive we would not have any more child

the first three years of Makennaos |ife. C cal
stabl e, I began to get that oitchod for ano a f
discussions for Jay to get on board. What if the baby was born with CHARGE syndrome or
somet hing even more devastating? What if N 1 d | e
grows to resent Makenna for all the attention she requires? Is it fair to bring a baby into the wc
when we, as parents, know he could suffer as much as Makenna did as an infant? Could we Ii_'
that guilt?-iThe Iciowtl dofhawwhagtone on forevel Iy
will be, will be. If we were meant to have another baby with CHARGE syndrome, then we coul
handle it. After all, we had been through it before, and next time around we would at least kno, -
ropes. o M . TR

Sisters Makenna (top) &

Cami (bottom)

THE JOURNEY
Once we were expecting again, we had the hurdle of explaining to Makenna that a new baby was coming to join our fangi§inShe w
complete denial for a few weeks! She told me, 0You densh8t have a
came to terms with the idea, she told us it was a boy baby named Jacob. Needless to say, Makenna came to the ultrasmitod with
find out the sex of the baby. | didndt want to be tclne one t o br e
announced it was a girl, Makenna i mmediately turned twowaday and

told us it was Cam, €A-M, Cam.

Our trip to have a levetwo ultrasound and genetic counseling was uneventful. The genetic counselor learned more fromwe than
did from her. The ultrasound | ooked nor mal ; howevilightnngphe doctor ¢
can al ways strike twice.6 Talk about NOT cal ming our nerves!

THE AFTERMATH

Our little Camille, Cami for short, was born in November 2008 (seven years after our first child) as healthy as we had hoped! |
thought | was ready to parent a healthy baby, but this was uncharted territory for us. It was such a strange feelindnéongke2

dayol d infant. She didndt have to pass a car seat teS%here There wer
was no need to chart tube feedings, or dressing changes, or temperatures, or even count respirations. | looked at Jag.and ask
OHow are we supposed to know she is okay?6 There wasndt a house
when we came into our home. We were actually a little nervous to have a healthy baby. | may have even been a little atiggprote
Cami sl ept with us for seven months because | didnoétsifli ke not he

something was amiss.

Cami 6s birth has been great f o-awaMzEssandmdependerice Wa lzage never hiddénthegr own i r
fact that she has CHARGE syndrome from her; however, this made a nice transition to using the actual name as to whythings ar

different for her than for Camille. She had, and continues to have, many questions about how Cami eats compared to hibasshe di

a baby. She realizes not everyone spent time in hospitals and had surgeries as an infant. | think it opened her eypesttmathef

everyone starts out sick. Makenna now wants to do things for herself and has grown much more independent in the last $7 month

Cami is so very lucky to have Makenna as her big sister. She has already learned quite a bit of sign language andypéitkssup ne
everyday. She loves Makenna so much. Cami always wants to know where Sissy is and what she is doing. Cami will grow up with
compassion and understanding for people with special needs.

Of course, we still have challenges, but the rewards in having a second child have outweighed them by a huge mardiarelay and

thankf ul everyday that we get to experience Cami s milestones wi
without our experience with Makenna. Each and every little milestone that Cami makes so easily is a huge miracle toaugetand w

to experience that every single day. We have Makenna to thank for that.

Il's our family complete? We havendt quite decided yet, 6but Makenrt
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| Prenatal DiagnodisContinued from page 4 |

Your fetus has CHARGE, what now? |

Whenever | <call someone with a positive pr enatlal d
you sure (of the diagnosis)?06 The answer is almost
ways, O0Can you tell me how bad it will be?6é The a
people understandably want when making very difficult decisions about their pregnancy. Even with coni-
CHARGE makes tions such as Down syndrome, there is a wide range of both medical and developmental issues. In |
CHARGE syndrome, the range is even wider. And] CHA
decisions about In the families with more than one affected child, sometimes one died in the newborn period and the

other is doing very well, or they have different features. Or a parent is only diagnosed after a diagnosis'is

made in their child.

0The var.

family planning,

prenatal diagnosis, |

The variability of CHARGE makes decisions about family planning, prenatal diagnosis, and pregnancy than-
agement even more difficult. If you knew what you were getting into, you could perhaps make a reasorj
management even able decision about it. The unknown is far more difficult. Ultrasound is the only thing that may be able

help a little bit during pregnancy. For example, one thing we know about CHARGE is that infants with a
more dif serious heart defect along with choanal atresia have the highest mortality rate. Many heart defects canlbe
detected by a fetal echocardiogram. Choanal atresia in some cases can cause polyhydyaxcess |
amniotic fluid, but often not until late in the pregnancy. Ultrasound findings might, in some cases, proviie
families with information beyond the DNA diagnosis. And for those without DNA testing, you could say,

and pregnancy

owel | , we donodt know i f it is CHARGE or not,/ut a
A Different Path

By: Lisa Weir

When | married Graeme thirteen years ago, I had t

too much of a hurry, we knew that we would like to add to our family at some point. We did end up going
down the pregnancy path quite quickly though, when we learned we would be expecting our first child togethe
early in 1998.

Top: Kennedy with brothers The pregnancy had been a very easy one, just as my other two had been. | seemed to be carrying more fluid
Kyle (left) and Ryan (right) in time but was not worried in the least. We had our typical,;@8e e k ul t rasound and reg

1999 appointments, and nothing unusual was noted other than the increased amount of fluid. So we carried on, blis
fully unaware of any complications whatsoever.

Bottom: Kennedy, May 2010 Kennedy arrived on January 27, 1998, and itds a

. — |l earn that she was born with a malady | couldndt
that day, bilateral choanal atresia would be just a small part of what was to come. As many of the families will
relate, though, things did eventually settle into a new routine of normalcy and we became comfortable with ou
new life on the CHARGE path. Hospitals, therapies, surgeries, and appointments became as standard as Mol
night meatloaf.

Not a lot of time had passed when we began to think about future pregnancies, and we made the decision the
we would not be adding to our family. | had felt strongly that | wanted to devote as much time as possible to
Kennedy and her needs and that it would be diffic
able to stretch myself to give both Kennedy and &
the CHARGE list about families who had done it successfully and marveled at their ability and courage to do i
again, but | knew it was not for me. Thankfully, Graeme agreed, and we made the decision that | would have |
tubal ligation. My reasoning for wanting to be the one to have contraceptive surgery was that | wanted Graem
to have the opportunity to have more children should anything happen to me. | knew that after having had my
own three children, | would be done, regardless of what the future would hold.

Needless to say, we certainly ended up on an alternate course than we had envisioned from the early days, b
we are very happy and content on our different |

CHARGE ACCOUNTS
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CHARGE Syndrome Ultrasound List

The ultrasound should belzevel Il ultrasound exam and should be performed attartiary care center by an

experienced ultrasound technologist using statéhe-art equipment. This is not a procedure that can be done in the typical
obstetriciands office. The i deald20meakd (ubst bMB lastwenstwadl geriod)s ound e x
and the second about a month later at@2 weeks. Take along the following checklist to give the sonographer the best

information possible about what to look for.

ULTRASOUND EXAM FOR FEATURES OF CHARGE SYNDROME:
THIS WILL NOT DIAGNOSE OR RULE OUT CHARGE

The ultrasound evaluation should includeanplete standard anatomic survey  with particular attention to the
following:

Amniotic fluid measurement:  Look for polyhydramnios (excess amniotic fluid) associated (in late pregnancy) with
choanal atresia, esophageal atresia, or poor swallowing.

Cardiac evaluation: CHARGE can include any heart defect, but the most common include tetralogy of Fallot with or
without AV canal, and rigkgided anomalies, including VSD and aortic arch anomalies. Many centers can do a fetal
echocardiogram, but that is not indicated for levgk patients with normal Level Il ultrasound.

Kidney: Any kidney anomaly can be associated with CHARGE, including hydronephrosis (excess fluid in the kidneys), small
or absent kidney, horseshoe kidney, posterior urethral valves, and cystic kidneys.

Brain: Dilated ventricles, absence of the corpus callosum, or any other structural
abnormality of the braifi rare but not inconsistent with CHARGE.
Face: Cleft lip or cleft palaté 3D/4D if there is any question of a cleft.

Ear: Abnormal shape or placement (take along a photo of CHARGE ears). CHARGE ears tend to be short and wide with
no lobe and stick out from the head. **3D/4D views of both ears are recommended.

Genitalia: Small penis in a known male fetus.

Many abnormal findings would not be present early on and/or would be undetectable until later in

pregnancy . Don6ét be shy about asking how confident the sonograp
ultrasound exam. Every exam is different, and none will detect every birth defect during pregnancy. The accuracy will

depend on a number of things, including how far along you are, the position of the baby, your weight (the image is not as

clear when it has to travel through a lot of maternal tissue before it reaches the fetus), the quality of the equipméné and

expertise of the sonographer. What can be seen one day may not be visible another day.

Remember, with the possible exception of the ear, NONE of the major diagnostic criteria for CHARGE (coloboma, choanal
atresia, cranial nerve abnormalities, hearing loss) can be definitively diagnosed by prenatal ultrasound exam. Althgugh findi
evidence of some problem or potential problem through the ultrasound exam would certainly raise the suspicion of
CHARGE and can help parents be prepared for that possibility, it is not diagnostic.

And remembera completely normal ultrasound exam cannot rule out CHARGE.



. Diagnosis of CHARGE} S

By: Meg Hefner |
|

Clinical diagnosis |

The gold standard for determining if a child has CHARGE or not is still clinical: based on the medical
findings in the child, as evaluated by a medical geneticist. For a complete discussion of the clinical |
diagnosis, see the About CHARGE tab at the CHARGE Syndrome Foundation website

(www.chargesyndrome.oygnd/or the GeneReview on CHARGE syndromenatw.genetests.org I
The clinical diagnostic features (major and minor diagnostic criteria) are mostly conditions that can |
be evaluated in the newborn period, as that is when it is best to make a diagnosis, if possible. (Notg
that we stopped using the-ls-ar-g-e features for diagnosis when the diagnostic criteria were first I

‘ é changed in 1995.)
: |

% % DNA (CHD7) diagnosis I

DNA diagnosis involves testing for mutations in the CHD7 gene on chromosome #8. If the clinical
diagnosis is uncertain, CHD7 testing can often be helpful. If a CHD7 mutation is found, the diagnosis of 1
CHARGE is confirmed. If CHD7 is negative and the clinical diagnosis is only probable or possible (not |
definite), then some uncertainty remains about the diagnosis. If the clinical diagnosis is definite, CHD7
standard for testing is still useful because it confirms the diagnosis beyond any doubt and often provides information for
family planning. In 2009, d30% of children with a definite clinical diagnosis did not have identifiable CHD?I
determining if a mutations. Negative CHD7 testing does NOT rule out CHARGE syndrome.

child has CHARG

|

|
. ) Why candét we find CHD7 mutations in everyone tdsted
or not is still |

There are several possibilities:

1. Some probably have a mutation in CHD7 that is difficult to detect with the probes available now (2010)
Retesting in the future might identify those. I

2. There may be one or more other genes that cause CHARGE syndrome. Researchers are looking for I
those genes.

3. Some may have other conditions that have many overlapping features with CHARGE. Some of the

conditions that can look a lot like CHARGE are listed in the Differential Diagnosis table. Most children wit'1
possible CHARGE had chromosomes and FISH for 22q deletion (diGeorge) as part of their workup to rule

out those conditions. As children grow ol der, tlhey
and ogrow intoé features that give us clues to _othe

1
Those without a definitive diagnosis should return to a medical geneticist periodically (é&ygars) for /
reevaluation. ,

_— . . . e e o o O O O D T o O O e e e e s . P

CHARGE Accounts Welcomes New Editor

I would like to take a moment to welcome Leslie Kauffman to @l#4ARGE Accoutdgam. In addition to being morp
to adorable Miss Katie and wife to Arlin, Leslie is a textbook editor with many years of experience. We are thrilled
that she has agreed to come on board to help with the editing duties hef&HARGE Accourtier expertise is
greatly welcome, and we appreciate her volunteering to become a part of the team.

Lisa Weir

CHARGE ACCOUNTS
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Surprise Baby

By: Lori Myers spectful of this. | am so happy that and love Sarah. Not to mention,
she is here and that we all got to Sarah is Rachel ds and Emmads bi

| have three girls. | had two miscar- ) k
experience the miracle of a healthy gest fan!

riages between my first child and '
Sarah, my daughter with CHARGE, child.

and the thought of another possible | am also thankful that Rachel, our
heartbreak was overwhelming. oldest, got to experience the
However, I was | uealkhy birth aof d sibding dsnvellt
have to choose to have another Rachel was 3 when Sarah was born,
child. Thankf ul | yanditWwas heaydcarg and tsaunmagcr
baby after Sarah. for her, too. Her life also changed.
We gave Rachel naming rights to
our third child, and after we vetoed
OPocahontas, 6 s hg¢

| must say that my third daughter,
Emma, completes our family, and |
cannot imagine our lives without
her. I was in awe of her health and Now that they are all older, | am
how easy it was for her to thrive, amazed at how they all take care of
and | was so appreciative and re-

Sisters (L -R) Emma, Sarah, and
Rachel

0...she was
— o mm mm mm mm mm Em Em Em Em Em Em Em Emm Em Em mm Em mm Em Em Em Em Em Em oEm

to come home

"Hard Decisions -

By: Leslie Kauffman hindsight, a rare

My husband Arlin and | waited 11 years after we were married to decide to have kids. When we finally decided to e
our family, it didnét turn out to be an easy pr oamss
carriage in April of 1999, followed by another in December 1999 and another in December of 2000. We were beginr jn the world of

wonder i f we were being given a sign that having a Soowas
CHARGE
In April of 2001, | became pregnant again, and this time we were able to sustain the pregnancy through the first trin

under the care of a highisk pregnancy obstetrician. However, our joy was temporarily shattered in early Augustwhers y ndr ome . 0
through a levetwo ultrasound, it was discovered that our baby had a cleft lip and a heart defect, among other possibie 1
complications. We were so scared and heartbroken, yet this news only increased our love and compassion for our spuhky

[

|

|

|

I accomplishment |t
|
|
|
|
|
| little unborn girl, who proved her feistiness everyday with her nonstop energy and movement. I
|
|
|
|
|
|
|
|
|
|
|

Katelyn Anne Kauffman was born on Thursday, January 17, 2002. While she did have a cleft lip and palate as shown gn the
ultrasound, her heart defect turned out to be minor and not in need of immediate treatment. Though there were some initial
concerns about her kidneys, those checked out fine, and she was able to come home after only 48 hours in theiNICU |
hindsight, a rare accomplishment in the world of CHARGE syndrome. |

Although we were home, Katie struggled to eat by mouth, having to be fed every two hours with a special bottle, and u§ually
taking 45 minutes to an hour to take 2 ounces of formula. Feeding was practically nonstop, and weight gain wasfvery sjow

but yet was so critical for getting her to a weight where she could sustain the many surgeries needed to repair her severe
cleft. In between feeds, Katie was a very happy and alert baby. | remember holding her in my arms numerous times and think-
ing what a miracle she was. |

Katie failed her newborn hearing screening, but thteey [really coul
whole time. So we repeated a series of hearing tests when she was a month old and found out she was severely to prqfoundly

deaf in both ears. This was devastating news to us. | especially took this news hard, wondering how | was going to communi-

cate with my child and how | was going to share my world with her. The following month, we had her eyes tested becat!se

\ Continued on next page'...
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2 girl?

happy nature.
Leslie, Katie & Arlin

Kauffman

oWe de

that our
knew we coul d

EWWATES that child the
having to possibly be our own caretakers at a very young age. It was a hard decision for us, but we dec,
that our family was complete with just the three of us.

complete with
just the three
of us. o

our kids and our families.

her left eye appeared smaller than the right. We learned that she had colobomas in both
eyes, with the one in her left being in the optic nerve, making her completely blind in that|
| eye except for possibly detecting light and shapes. Shortly after that, Katie had a CT scafj of
her ears, and we found out she was completely missing her semicircular canals, which can-
trol your balance, and thus would likely have delayed gross motor skills, including walking.
Again, we were devastated. How could all these challenges be happening to our sweet little

| admire those who go on to have other children, either biologically or through adoption. Children are
beautiful miracles who bring everyday joy to our lives. | also admire those who make the decision not tol
have more children, as | know how hard it is to make a decision that others may disagree with, but that s
the right one for your own family. One child or ten, | think all parents of children with special needs de-
serve a huge pat on the back for the difficult decisions we make on a daily basis to ensure the best life !or

It was the combination of all these diagnoses that put together the puzzle of CHARGE syh-
drome for our geneticist. Fast forward eight years, and we have overcome nine surgeriesl
and count|

doctorsd appointments and ther

quite well in our public school system with an interpreter and emeone aide. She still has
significant delays, particularly in expressive language, processing, social skills, and somd mo-
tor skills, but she continues to amaze us every day with her abilities, quick memory, and |

During the past eight years, Arlin and | considered at times what it might be like to add another child to

our family. Unfortunately, two years after Katie was born, | was diagnosed with a prolapsed uterus and 'lad
to have a hysterectomy, so additional biological children turned out to be out of the question for us. Wel
did discuss adoption a few times, but eventually decided against it. Among many other things, our ages)
were a big concern. Given that we waited later in life to have Katie, | would have been approaching 50 iy
the time an adoption would have gone through, and Arlin would have been in his early 50s. Although w

a warm and | oving home to lanot

mate eventual responsibilit|y

/
-’

ided

\
- -~
™ Recently on the CHARGE Listserv, Desiree Massie challenged us to have some fun recreating the CHARGE acronym to refle

owonder ful, chaotic
well have some fun with it!

Surgery!
E - Extremely crappy

Ellen Howe

. Happy

: Real complicated

DeSiree Massi€hip Dixon

C - Chaotic C: Cool C: Crazy

H - Hospitals Galore H: Humorous H

(Groan!) A: Amazing A: Amazing
A - Annoying R: Rare R

R - Really Unfair G: Go Getter G: Great

G - Groan! Not another  E: Energetic E

: Entertaining

CHARGE Humor: New Takes on the Old Acronym

of CHARGE syndr omeo.

Keith Persico Lisa Weir

C: Challenging C- Courageous
H: Hassle, and an inconvenience H- Humourous
A: Annoying, especially when it getsA - Adaptable

in the way R - Resilient

R: Real pain in the rear G - Gregarious
G: Growth problems? Really? E 0 Effervescent
E: Egads, what's with all the doctor

appointments! ?1?

And as s
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Recurrence Risk in CHARGE Syr

For families with one child with CHARGE, the recurrence risk for CHARGE is abeit%. Thi s i s-basedobexprigrice i ¢ 6

and on the fact that CHD7 is a dominant gene. The overwhelming majority of kids with CHARGE are the first one in thevidmnite

gene. In a small number of families, a parent also has CHARGE (and carries the gene). And in a small number of éaphilfessparents

has additional sperm or eggs which carry the CHARGE gdssomeof When
the gonads (eggs or sperm) carry the mutation and ot @HARGE,tdeondt ,
chance for CHARGE happening a third time could be as high as 50%.

Possibility of CHARGE syndrome in a pregnancy

IF YOU ARE YOUR BASED ON
CHANCE

*Someone in the general population 1/8000 Birth incidence

*A parent with one child with CHARGE 1-2% Empiric recurrence risk**

*A parent with two children with CHARGE 50% Gonadal mosaicism

*A sibling of an individual with CHARGE 1/8000 Birth incidence

* Someone with a relative with CHARGE 1/8000 Birth incidence

Individual with CHARGE 50% Autosomal dominant (AD) gene

Two parents with CHARGE 66% AD, and assuming two CHD7 muta-

tions is lethal T

*with no features of CHARGE syndrome and/or has been shown to not carry the CHD7 mutation in the family. If any family in@snbe
features of CHARGE, pl ease consult a medical geneti cicsdof about Cl
CHARGE.

**The risk for each family is in reality either very low or very high, but as we cannot tell the difference between théiss fare use 2%,
which is based on observing what has happened in thousands of pregnancies.

The Youngs: Experience Times T

By Corrie Young

Almost 14 years ago, our lives became forever changed with the birth of our first child. Our son,
ton, was born with CHARGE syndrome. Many of you know these feelings and can relate. As Pe
grew and developed slowly, according to his own timeline, we wished for a sibling for him. We aq
wished he could have an older sibling to help engage him and become another communication g
in his little bubble of a world created by deafblindness. This was obviously impossible, so we pra
another baby and were blessed a little more than three years later with our second son, Cy, bor
out CHARGE.

For my husband Mike and me, deciding to have future children was never a question for us. We
the odds of a $2% recurrence risk and ran with the 889% chance that all our future children woul®
be born healthy and typical. So three years later, we were blessed once again with the birth of a babl@jon Young

Mary Catherine. Our family seemed complete, but we were always open to future life. When our daughter

was almost 3%, we learned we were expecting again. The news was both exciting and overwhelming, knowing how full ouelivis we
son with CHARGE and two healthy, active, very young other children.

Continued on next page...
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! We tried to prepare for the increased activity another baby would bring, but we never suspected what we

would find at our levetwo ultrasound. We went in with a bit of apprehension due to past experience, put

8 having two typical children since Peyton gave us great confidence that we would see a healthy baby. How-

¥ ever, this was not the case, and we actually saw more severe defects than those with which our firs‘ son

- Fwas born. Peytonés genetic defect was not yef folt
. écoul dn't o0lookdé for that in him to confirm CI-IARGE

We did all the genetic testing available at the time (ultrasounds, amniocentesis for chromosome ane‘ysis
and 22q deletion, CMA), but all it did for us was rule out other syndromes for which it was able to teit. A
in o

simple3D ul trasound in our doctords office here
being followed by perinatologists, confirmedl CHAF
he had this syndrome. We were followed, and pur k

) cardiology due to the severity of his heart defect. Almost ten years after our first encounter with
Tate, Mary Catherine, CHARGE, our fourth child, our son Tate, was born. We were once again brought back to the chaotic, fright(.Jning
Cy and Peyton Young days of infancy with CHARGE. |

This was an extremely difficult time for us because Tate was a more medically severe case and we had ma|1y more
scares with him. His first surgery was at 2 days old, and his first open heart surgery would follow in another.‘.wo
days. | often wondered if he would have made it _if
his older brother while | administered emergency CPR in the car as Tate lay limp and gray in my arms; ride! in the
ambul ance to our Childrends Hospital t wo hours alway;
LNl ReTglel] Mike and | waited hours just to hear if Tate would pull through. In many ways, Peyton was such a blessing tp his
baby brother by giving us ten yearsd experience Iunde

a s W

went by, we

more confidence . o . . )
Fastforward almost four years now, and Tate is an absolute joy in our family. Gone are the days filled with ;far

[QEIRGERETINA and caution about him just breathing and living. Yes, there are the many other challenges faced with having a child
with CHARGE, but all parents of these special children know these challenges are far outweighed by the hi)piness
these kids bring to our I|ives. | honestly can say, a
Tate or the fact that he has CHARGE. |

With the birth of a second child with CHARGE, we were placed in a unique group of people who are thoughi to
havegonadabr germline mosaicism What t hi s means i s, my husband and |
baby did have but one of us has the mutation in our sex cells It hat
after Tate was born.) Not being able to test for our mutation, doctors gave us the possibility of having as high as a
oN W Nge}, 50% chance of having future kids with CHARGE. W f el
emptyd kind of person, especially with our track rec
contraception. Remaining open to life, we honestly in our heart of hearts hoped for our family to be complet&, but
that was not in Godds pl ans. |

would be healthy,
along with

acceptance if the

The beginning of November 2009 brought the news that we would be blessed with another baby. Being tdo
early to identify CHARGE, we wer efliweaverybesde aurse@s! yAct u
But as each week went by, we gained more and more confidence that the baby would be healthy, along with
acceptance if the baby did have CHARGE. | know that may sound contradictory, but it can only be explaiAed as

a grace we received through lots of prayer. (1f]l you
- CHARGE experience to get you praying! J) I

20 nlate February of this year, an excruciatingly long 16 weeks after we found out we were expecting (noth'pg like
. the CHARGE experience to teach you patience, either!), we peeked at our baby and found everything to look
~ good. This time around, we elected to decline amniocentesis. We went back for foltmsdour weeks later

" and again ten weeks later. Both times we found the baby still looking good. We are praying to be blessedlwith a
" healthy baby girl in miduly. |

For us, in the beginning, questioning whether we would have more children after the birth of a child with |

+« CHARGE was easily answered. Yes, our faith has been tested as our family grows, but as many of you can re-
‘!l ate, opening yourself up to the world of CHARGE i s
completely blessed to be a part of. (Am | contradicting myself again’ ss |

CHARGE ACCOUNTS
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CHARGE Syndrome Differential L

Feature CHARGE VCF/del22q Kabuki VACTERL PAX2
Coloboma +++ + + + +++
Choanal atresia +++ + + - -
Cranial nerves

Swallowing +++ longlasting + short term ++ - -

Smell +++ - - - -

Facial palsy +++ + - - -
Outer ear +++ short, square ++ long, narrow + big lobe - -
Hearing loss +++ mixed +conductive ++ - +++
Cochlea abnormal +++ + ++ - -
Vestibular dysfunctionf +++ - + - -
Cleft lip/ palate ++ +++ ++ + -
TE Fistula or EA + + - +++ -
Heart defect +++ +++ ++ ++ -
Kidney problems ++ + + +++ +++
Limb anomalies + + ? +++ -
Genital/puberty +++ late + + early + -
Behavior +++ OCD, other +++LD, psychiatric ++ sensory integra-| - -

tion
Features Square face + handg Long face + hands Unusual eyelashes | - -
Other Many other features Fingertip pads Anal atresia -
Diagnostic test Clinical, CHD7 FISH for del22g11.2 | Clinical Clinical PAX2 DNA
+++ very common ++ occasional + rare - hot seen ? not sure

Twins after CHARGE

By: Kim Clayton

When my husband and | got married, we said that we wanted to have three children. | even had the years picked out foveuiemave
those children. The timing did not quite go according to my plan, but in the end, | had not only three, but four, children!

When | was in labor with our second child, Christopher, we were asked if we wanted my tubes tied afterwards. My husbalod ke dt
each other, and we both said no. Before going into labor with Christopher, my husband and | had said we were finishetildaemgfter
him because of various reasénsne being that we had put 10 years in between our first child, Johnathan, and our second ehhd.diio
idea at the time that anything was going on with Christopher. Something in our hearts just told us that we would have itdoee,@nd

that is why we said no.

Continued on next page...
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Christopher came to us early and put us through a roller coaster ride for the next 72 days in t%e
hospital. We didndédt know during those 72 ays
didndt learn that Christopher had CHARGE dntil
surgery when he was 5 days old due to Tetralogy of Fallot; he has bilateral colobomas, has pfo-

found hearing loss in his right ear and moderate to severe loss in his leftiEeded due to

major reflux issues, and is very orally defensive. He is also very small for his age and is deve'op-
mentally delayed as well. He has never been tested for thefg€h el ARGE wasndt denet
linked when he was diagnosed. |

When Christopher was around 3 years ol d, ny h u
surprised to hear my husband tell me he wanted another child. The reason | was surprised is not
because Christopher has CHARGE, but because my husband really wanted to wait until we chId
afford another child after our first one. Of course, | got baby fever right along with him (I probd-
bly had it secretly before he said anything), and we decided to try and have another child. Wej
weren't worried or scared about having another child with or without medical complications.

We really shocked everyone when we gave them the news that we were pregnant with our third
child. We werereallyshocked when we were given the news that we were pregnant with two!

That i s why we call Camer on o unskobdteticians bally. o}
The Clayton Boys: throughout the whole pregnancy because of being pregnant with twins and because we had a child with |
Tyler, Cameron, CHARGE. When asked the question, oOoWhat wildl y o do
. was al ways, o0Take care of the child just Ilike I' hav
Johnathan (standing)
and Christopher The twins were born, and they are perfectly healthy! Are we done now? Yes, is the answer. | would love !o
adopt a child that has special needs. That, at this moment, is only a dream, a dream that may never come true.
Some people think 1 6m crazy when | tell them | Jwoul
feel that Tyler and Cameron have been a blessing on our family and on Christopher. |

You can tell that Christopher wants to learn right along with the twins, and | believe that they have helped him
grow, learn, and thrive even more! Christopher loves to antagonize his brothers just like a typical big brother
would. | was also always concerned that because we put 10 years between our first and second children} they
OWe neve woul dndt have a relationship. However, they shdre a
thought twice than hung the moon, and Christopher is Johnat ha]nc”)s

about having I would say one of the only challenges we have had with having another child after Christopher was taking the
another childfi or, twins to doctor visits with Christopher when they were little and trying to juggle all three of them together.
as it turned out in One of the challenges now is to explain to they8arolds that they cannot do certain things that Christophe

S Eas does, but that happens within a family with all typical children too! |

We knew having another child after Christopher was going to be an interesting journey just because of all of
Christopherds needs, but we al so knew that we er e
what was thrown our way. We never really thought twice about having anotherfttoid as it turned out in

our case, two! It has been a wonderful and sometimes challenging journey. We have four wonderful sonJ, the
three little guys are growing and thriving together, and we have been very blessed with it all! _ /

Conceiving Again

Joshua and - By: Sandy Kurby

e | had twin boys, one (Joshua) born with CHARGE. He was a fighter. After 8.5 months, he

completely blindsided all of us and moved on to Heaven. The doctors, my husband, and |
were dumbfounded. He died of reasons outside of CHARGE (they called it an abdominal
catastrophe since they really had no explanation). | had tried for years to get pregnant with
my boys and finally had done IVF. | was on bedrest at 19 weeks, and delivered Joshua and
Joseph at 32 weeks and 6 days.

Kurby

Continued on next page...
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As most of you can relate, our days had beei
- ments, and, of course, hospitalizations and surgeries. We wondered if financially we could
Jillian . . .
afford to have another child, and i f physic:

Grace child. We were back and forth on if we could afford (timeend moneywise) to have another

Kurby with child.By the time Josh was 6 months old, he was stabilizing at home, we were in our rou-

mom, tine, and his brother was doing well too. We felt that we could in fact have another child
Sandy. and were not going to close the door to that possibility. As God wanted, Josh was admitted
to the hospital for a month and a half and at 8% months passed away (March 14, 2009). We
were completely devastated. We didndt know |
My husband and | decided shortly before Joshuads p

After he passed, | was still pumping/breastfeeding his twin so never got a period, but a few weeks later felt
the need to take a pregnancy test (never had maternal instinct before!). | never would

have thought it would be positive because of all the complications | had trying to

and stay pregnant previously. Well, early April we found out | was pregnant. Whil

were not preventing a pregnancy or ruling out another child, we had such a hard

conceiving and staying pregnant in tgo. .. we khblea ey
me wrongi we were very happy, but in shock. In telling people that we were pregnant after the first trimester, w
heard many different attitudes. Some people were wouldmake for u:

Josh, which was and is not the case. .
things work

During the pregnancy we wondereWhat if this child has CHARGE a8 Welhy conversations with my husband re-

sulted in the same ending: we would deal with whatever came our way. We loved Josh so much and would em/ with whatever

having another child like him; we knew we would make things work with whatever was brought our way. There

times during the pregnancy that | wondered if she: CHARGE
there have been and still are times | wish she did have CHARGE!). My OB sent me back to the perinatologist tc our way. o

closely monitored. We had several growth ultrasounds, a very intense&$k ultrasound, and as a reassurance we

al so had an echocardiogram done on the baby by Jo: 1i ol ogi
that showed nothing of concern. We were told that although the ultrasound and echo showed nothing, there wa

the possibility of CHARGE. My OB encouraged me to have a quad screen test; however, | still decided not to.

was brought

All turned out fine. Jillian Grace was born at 39 weekséction) and is very healthy. She had an Apgar score of 10, wheeeaswer got

the Apgar score for Josh. The whole birthing experience was dramatically different. | was able to hold my baby this tigéadse go to

recovery with her, and feed her. | remember as they were pulling her out, holding my breath just waiting to hear herkorgwtshe was

breathing on her own. When she was brought to me, the first thing | did was look at her ears. | will say, | was a ligeidisat e d | di dn¢
those floppy ears that | loved to kiss on Josh. And our first question for the pediatrician once we were back in the roonMges will she

have her hearing screening?b6

During her second day of life, Jillian choked on some fluid and turned a little blue. We had to hit the call button, dua fumedown the

hall for help. They did the Heimlich Maneuver on her and then suctioned her mouth out. It was a good scare, but we héxiduegnruch

worse with Josh. It was, however, a reminder of how precious and fragile life is. We are very glad that we did decideatothevechild.

We miss Josh dearly and he is still a part of our daily conversations, and always in our heads and hearts, and weatre gladiths Ji | | i a
guardian angel and has sent her to us. Jillian and Joey are blessed to have an angel always looking out for them.

Jillian is now 4 months old and is very happy and healthy (outside of a cold here and there). She is gaining weidhs sorfazingy she is

going to catch her 2month-old surviving brother soon in the weight department! | am so glad we did have Wwerare truly blesed.

Joshua taught wus so much about | ove and | ife: thatentlzatsemmeimayl t hi 1
take for granted that mean so much; and that life is precious. | have learned so much from Joshua and am so glad hd m&adubis

wonderful community. | stay involved by reading (and replying when | have something to share) the CHARGE listserv, KétpRGER
Accounts fundraising page, reading and keeping up wi Skwalkiamy CHAI
in memory of Joshua with all funds raised going to the CHARGE Syndrome Foundation.

2nd Annual Joshua Kurby Charge for CHARGE 5K i Saturday, August 14, 2010, Armstrong

Park, Carol Stream, IL.  We hope you join us for this fun day of walking, running, raffles, and more. If
you are not able to make it this year, but would like to donate please visit this link to do so: http://tiny.cc/

kurbyrun . For more information or to register, please email Sandy Kurby at Sandy417@hotmail.com
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BASIC: Bay Area Sisters & BFpth1

Last winter, three CHARGE moms decided to meet near Stanford Hospitall
in Palo Alto, California, for lunch. When the meeting date arrived, the |
~ group had grown to five CHARGE moms. Via word of mouth, the next
lunch grew to 11 moms! Organizers (and mothers of children with I
CHARGE) Lacey Friedman and Victoria Criswell sensed the San Franciscd
Bay Area could use a support group not just for moms, but for all family |
members, of children with CHARGE syndrome. I

PAGE 16 ¢

A name for the group has now been coined: BASIC, forBagArea I

Ssters and Brotherdn Charge. The name BASIC reflects many things,

including learning to enjoy the basics in life as well as reminding us that w

are not always in O0charged¢ of our|dest
have hope and faith). BASIC has now blossomed and hopes to have 20

families in attendance for a summer event! The first two meetings included

Top row: Moriah heartwarming introductions, tons of pictures of our little ones being passed
Bettencourt, Danya around, and information sharing. However, the group hopes to eventually branch out to offer |

Hardwick, Tiffani outreach services for new families to area hospitals. |
Lanting, Hannah At the most recent meeting, BASIC was fortunate enough to have David Brown from California
Manniago, David DeatBl i nd Services as a guest. David came awa fro
Brown, Lacey group] had a profound impact on me. Very instructive and very healthy for me to hear you all
Friedman, Nikki remembering so much. And it has made me even more amazed that every one of these kids, evefi
Harden the most severely challenged, comes out with bags of strong personality, a hidoded
Bottom row: Victoria determination to engage with the world on t Aei r
Criswell, Victoria Sunday afternoon, what do you think happened? | failed to find a single shgnanitéred, poorly
Nelson, Tanya Rago informed, hesitant, unassertive, smalleanl i f e moméall this horribll st
(Missing from photo: you grow in extremely positive and powerful ways. Whatever you each got personally from the
Franca Angeli) meeting, please believe me that you also helped me to take your inspirational behavior and use it on
a much wider scale. o J
Knowing that there is very Ilittle that 1is b!&ASIC
reach out to as many new families as possible. Current BASIC members are already reaping the |
BASIC has benefits of having new friends who completely understand our complex lives and who can share
information about doctors and therapists, medical tests, insurance, symptoms, educational rights,
IO schools, and many other aspects. I
blossomed On June 5, BASIC met at the California D&ihd Services picnic in Hayward, California, where the I
group got its first chance to meet each otheérds
and hopes to separate family meeting in late July. For more information or to attend one of the planned summey
have 20 events, please emaibcedoxie@yahoo.comr billvictoria@sbcglobal.net Y

_—ee o o o o o o o EE o e e e EE o e e e Ew Em = = PP

families in

attendance

Wisconsin Dells Weekend el

event! Unfortunately, due to some health issues, the weekend scheduled for this
summer at the Wisconsin Dells has been canceled. Organizer Crystal

Masionis has said she will try to get the event going again in two years. If
you would like to help in planning a family gathering in the IL area, plegs
email Crystal at supermama95@yahoo.com.

for a summer

CHARGE ACCOUNTS
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Research Committee Update

By: Meg Hefner
The Research Committee (RC) of the CHARGE Syndrome Foundation has been very busy recently.

I we approved funding of another Kim Blake stuilhis one surveying people about sleep issues and sleep @infmmation aboti
participation can be found below this article.

I Melva Strangroster is heading up an effort to survey members of the RC to begin to prioritize research efforts, especialfghafe
forts funded by the Foundation.

9§ Kristen Koehler is heading up the effort to work with an MIT (Massachusetts Institute of Technology) student, George Bisike, w

designing a database so we can finally have a registwyk-of peorg
study that MIT does not cover.

9| And along with that, | am working with Kevin Ballard in the Saint Louis University (SLU) IT department to put that datab&td o
computer. We are hoping these projects will make it possible to keep track of everybody out there with CHARGE. So eeery tim
someone is doing research, you dond6ét have to fill out those fi
Anyone who is interested in joining the RC, please coniMety@chargesyndrome.argA reminder: all Foundation committee members
must be current Foundation members. I f you havendt rtepobtheed f or
Foundation homepage.

Research Study:
Understanding Sleep Apnea in Children w

|

I

|

| :

I Currently, there is very little information available concerning symptoms or treatment opti-

| of sleep apnea in the CHARGE Syndrome population. The principle investigator of this study, |

| Dr. Kim Blake, is hoping to gather information in this area, as well as to determine the effects of tonsil and adepoid

I removal. Participants in this study will be asked to complete a short series of questionnaires regarding their ch'IId's

| sleep habits. The child must be between the agesbf With a confirmed clinical or genetic diagnosis of CHARG

I Syndrome. If you are interested in participating in this study, please review the information sheet on the CHARIGE
Syndrome Foundation website attp://chargesyndrome.org/documents/BlakeApneaStudylnformaticangdf

: contact the research assistant, Cartiee Trider at:.cr281800@dal.céor more information.

\
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An Update on Gary Ja

By: Cheryl Rippa
Hel l o everyone! It has been 10+ years sinc
CHARGE syndrome at the age of 5 years. He is now 22 years old and on his way to becoming
young man. For an update: He had bilateral hearing loss, for which he wears hearing aids. He 1
well and does not use ASL. He also has micropthalmic coloboma of his right eye, with blindnes
that eye only.

Continued on next page... Gary James
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His left eye has 20/25 vision (thank God). Gary also has OCD (obsessive compulsive disorder), which is
somewhat controlled with the use of a prescription medication; mild retardation; and has reached his full
growth height of 5' 1". He is a wonderful, Chrilstia
simply loves life and appreciates the simple things that most people take for granted.

As for his education, Gary graduated from our hometown high school last June, at age 21. He was
mainstreamed for two classes, Science and Reading/Language Arts. He wasdardaadd homeroom to

learn about such things as basic everyday living, art/woodcrafts, and basic computer and math skills. He ‘also
worked at WalMart with his job coach and two other students two days per week. During his sophomore
summer year, Gary successfully attended a Work Skills Prep program at The College of New Jersey for
three weeks. He lived on campus in his own room and worked a few different job sites.

the“mltfor Now for the REALLY exciting partéGary was enroll ed
New York last August. He has since completed thev@ek evaluation and two ®eek sessions. His last

and final session began on Agth, and he will bdinishedin early July. will try my best to express how

much thiswonderful opportunity has meant for him. He has grown in so many areas:
independenceperseverance, and emotionally. We (they) are now working with him to increase his stamina

and independence byoving him into an ortampus apartment, called a SILP (supportive independent living
program) in early May.

OThe

Gary works at the local food store in Long Island as a stock associate thregpdaygeek. Once he comes
home in Julythe store will refer him toour store here inNew JerseyHe will have asocational trainer with
him in the beginning, then we are confident thatvi# be able to work independently dhe store.

Gary stillhas muchmore to learn, of course, but he is determined, amnd will help him geto where
hewants to be in life. Hés learning what it takes to succeed in so many areas, andltgo justthat with
the help ofmyself, my husband, and most of all, with the hel@ofl. He knows that HI$loly Spirit

will always be therevhenever needed for him for the rest of his life. Yes, having a child with
CHARGEsyndromehas always been a challenge, lbthiink we all can agree on one thing: the
unconditionalove and happiness th&NY person with special needsgves to all those who love hior her
simplytouches them ira very special way.

GO Gary Jameghe sky is the limit for you, my amazing son!

Upcoming Regional Events

Northeast Regional Seminar - Perspectives on CHARGE Syndrome:
When: September 24 25, 2010

il e o e T Where: Quincy, Massachusetts

Ecm This seminar is sponsored by Perkins School for the Blind and isseriite training for parents and
Photo Credit: professionals. Timothy Hartshorne, Nancy Hartshorne and Meg Hefner will be preseMiomg
information as well as registration dates will be coming sopfease continue to check the http://
www.chargesyndrome.org website and ensure that the CHARGE Syndrome Foundation has-your uj
date email address so you will receive notifications about events such as these ones. Also, make s
info@chargesyndrome.org is |isted in your ad

Marriott.com

Southeast Regional CHARGE/Deafblind Weekend

When: July 1618, 2010
Where: MeadowView Conference Resort and Convention Center, Kingsport, Tennessee

For more information, or to register, contact: Jennifer Vick 623652862
Jennifer.Vick@vanderbilt.edu
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