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Shwachman-Diamond America Awards Three Scholarships
up to $2,500

The 5™ International Congress on Shwachman-Diamond Syndrome is being
held in Amsterdam June 19-20, 2009. Shwachman-Diamond America re-
cently awarded three scholarships of up to $2,500 for Congress expenses to
three amazing candidates. Shwachman-Diamond America would like to
congratulate Drs. Gulay Sezgin and Kasiani Myers along with Saswati Sen, a
graduate student.

Saswati Sen is conducting research in Dr. Yigal Dror’s lab at the Hospital for
Sick Children in Toronto. She has already given presentations of her re-
search at two conferences and several seminars. Dr. Sezgin has devoted
much of her time in the past three years to Shwachman-Diamond Syndrome
research at The Feinstein Institute for Medical Research in New Hyde Park,
New York. Dr. Myers is currently a second year Pediatric Hematology/
Oncology fellow at Cincinnati Children’s Hospital Medical Center working
in the laboratory of Stella Davies.

Shwachman-Diamond America Approves a $1,000
Continuing Education Grant

Shwachman-Diamond America approved a $1,000 Continuing Education
Grant to help send Theresa Cole, RN to the 5™ International Doctor’s Con-
gress on Shwachman-Diamond Syndrome in Amsterdam June 19-20,

2009. Theresa is the Bone Marrow Failure Clinic Coordinator at Cincinnati
Children’s Hospital Medical Center which follows the largest number of
Shwachman-Diamond Syndrome patients in the United States. Shwachman
-Diamond America is pleased to be able to help!
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Danny (ConductorDan) Rohe’

Danny was born at 37 weeks weighing 4pds 150z and was 18 inches long. He
was born via ER C/S due to when I went for my 37 week appointment there
was no heartbeat to be detected. Besides being small he never had to spend
time in the NICU and came home with Dan and me after two days.

We tried to settle in to a normal routine, it was hard adjusting to two small
children but what threw Dan and I off the most was that Danny was not
gaining weight and would cry nonstop, inconsolable after eating. His belly was very distended and he
would have 12-15 large foul smelling diapers, mostly diarrhea form every day. I would let the pediatri-
cian know and I was told, “Some kids are like that.”. I now know that is not the case with Danny. He
was looking more and more malnourished and was still wearing Preemie size clothes at 4mo of age.
He was drinking 6-80z of formula every 4 hours at a month old. If he was not sleeping, which he did a
lot of, he was crying. This was not how our now 8 year old daughter acted, “was I doing something
wrong as a mother, didn’t I love him enough?”. These thoughts constantly plagued me. By the age of
3 mo. we entered ear infection He double hockey sticks. We lived at the pediatrician. Getting one an-
tibiotic after another, making ER visits, going back to pediatrician, what a vicious cycle those months
were. The ER did CBC’s and we got to old line, “his WBC count is low but he probably just has a vi-
us.”. We finally were referred to an ENT after I called the pediatrician over Thanksgiving weekend
and demanded to be seen, they told me they had no appointments and I told them I was coming and

waiting in their waiting room until they figured out what was wrong with my child. Sometimes you
just have to be like that.

I'll never forget waiting for him to go back for his first set of tubes and he
pooped 4 times in an hour and they were not going to do the procedure
because they thought he was sick. LOL! I had to swear that was normal
for him and they relented and did the surgery. They also did a scope as

{ he was born with a cough that would never go away. The scope just

| showed some deformity with the left side but nothing bad and was

marked down with constant strider and croup. We continued with ear
infections even with tubes, at one point he was on antibiotics for over 4 months. Infections never

clearing up even on maintenance doses.

Finally in April of 2004 Danny got another 105 fever. By this time I was E

done with the pediatricians and had no faith in them so I went straight to |
the ER. They did labs and his ANC was low, I believe 1000, his ears were

not that infected so he probably just had a “virus”, but to follow up with
pediatrician and see if they want to repeat his labs. I got on the phone the
next morning and put a call in to his pediatrician, I never got a call back
about the CBC so I assumed that all was fine.

S
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June of 2004, Danny turned one, and we went for his one year appoint-
ment. We saw a wonderful pediatrician, Dr.Susan Strick who listened to
me. I told her about the CBC in ER and she made sure we had a lab slip in
our hands before we left. Due to his infection patterns, was not talking,

o
weighed only 14 pounds she thought this would be a good idea. We got

o R

the labs done and I got into my car and just cried my eyes out. Finally, \7d "
someone was listening; however, never in a million years did I think those labs would hold the answer.
Later that evening I got a call from Dr.Strick. She was alarmed as his ANC and WBC count had

dropped since his last CBC, 700. She had talked to the Hematologist on call at CCHMC and the Hema-

tologist wanted to see Danny.

We saw, Dr.Kalfa the following week. You could just tell by her actions that she was willing to listen to
us, we explained all of Danny’s quirks to her and she found his daily bowel movements quite interest-
ing. She mentioned that there was an illness, Shwachman-Diamond Syndrome, in which Danny had a
lot of the symptoms but that, “it is so rare that I doubt that is it.”. She did the buccal swab right then
for the genetic testing, checked for PIN, FA and a couple other IBMFS tests. She also did another CBC.
We set up to see her in a month and went on our way. I got a call at work the next day that Danny
needed to come in ASAP and they were scheduling him for a BMB. His ANC was o. There was some-
thing very wrong with our son.

We had our first BMB of many the next day and within a month we learned
he was PI and was hospitalized twice in a three week period in July/August
of 2004 due to fevers and SCN. Dan and I had to make a tough decision; we
Y] had to put him on GCSF. This was no life for a child, to be in and out of a
hospital with little to no functioning immune system. By September of 2004

I got another call from Dr.Kalfa. She was very sorry to inform me that our
son, in fact, did have SDS. He has the two genetic mutations diagnosed by GeneDX. Sorry? I was
elated, how odd, you are handed this horrible diagnosis for your child but all I could think was; now
we can fight!!! We know what we are fighting, let’s kick its butt!!

We have had a long road as all SDS families do. Danny went to transplant on
October 26™ 2006, mine and Dan’s 10 year wedding anniversary. Our daugh-
ter, Danny’s sister, was his donor. I knew then when I looked around that
room and all 4 of us were together that we could conquer anything. SDS
would not stand in the way. We continue to deal with the after affects of the

transplant with Chronic Graft v Host Disease. The most recent is it has flared
up again in his muscles. But with the increase in steroids, PT and leg braces he is once again flying
around our house.

To all my SDS family and to new members who join our rank every day, hang in there!! There is always
HOPE!!

Love, Tricia and Dan Rohe
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Beyond the Second Opinion: Is There Hope? By Pattie Curran

Children with multiple health issues often require numerous specialists
to care for their many needs. This can often leave parents feeling like the
appointments are unending. When these appointments do not lead to
fruitful, tangible results for the child, parents often wonder when enough
is enough. Often times, second opinions are sought to seek alternative

[ ==

treatment options. How many opinions are too many?

I do not believe there is such a thing as too many opinions when an ef-

fective treatment has yet to be found. As parents, we can never give up hope that viable treatment
options exist. Certainly, there are exceptions, but I am here to tell you: do not be afraid to seek a sec-
ond, fourth or fifth opinion. In some cases, it may be the seventh opinion that brings answers and an
effective treatment for your child. Yes, you read correctly, I said that it may be the seventh opinion
that brings answers. Unless you seek, you will never find the answers.

Do not be afraid to speak openly to your child’s physician about your concerns and lack of an effective
treatment. Do not be afraid to speak to your child’s physician about wanting another opinion. I have
found that the best doctors are the ones who are not afraid of second opinions. If a doctor gets a
bruised ego, it is not your problem. The doctor needs to deal with it. Your job as a parent is to care
for your child and find the best medical care and treatments. I like to use the analogy of a football
team to explain how I view things.

s s

®) ) A | Tam@hgcghch of our boys’ medical team. Our pediatrician is the quarterback and the
specialists are the other “team players” on the playing field of medicine. On the field,
coach of the quarterback calls the shots while other players must communicate and work with
the quarterback to make the plays effective, thus leading to a score, and hopefully, a
T 60O Avinpipngg@ne. The coach is in control of who goes in and out of the game. Bad atti-
tude? Not a team player? You get benched. I am more of a college coach. Let’s say, I
medical am Les Miles. I go around the country, if need be, recruiting players who can fix the
problems we have to make us a winning team. I'm not afraid of egos or stepping on
OA Al &% because my focus is on winning the game as a team with the best effective treat-
ment for my children as the trophy. If all the players on my football team keep their
eyes on the trophy, we will win the game.

Had I stopped searching for an effective treatment for my son after a few opinions, we would not be
where we are today. It is because of my persistence in pursuing effective treatment for him, that he
can now go through the day without visible complications from his having a neurogenic bladder. If
we had stopped searching after opinion number six, my son would still have uncontrolled high blad-
der pressures that could cause permanent kidney damage. We knew something was wrong by the
time he was five years old, at nine he had neurosurgery and finally at almost eleven and a half'and

seven opinions later, we have found an effective treatment plan.
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Beyond the Second Opinion: Is There Hope? (cont.)

All seven doctors agreed that my son had a high pressure, neurogenic bladder. All seven doctors
agreed that we must monitor his kidneys frequently to ensure that he had not developed kidney dam-
age. We spent years trying bladder training programs, biofeedback and various medications. None
of these treatments was effective. Our first urologist moved away and left us with a second doctor
who discontinued biofeedback. We left this physician after many trials. Doctor number three agreed
with the previous two, tried new medications and one day declared, “Some children just leak urine
their entire lives,” right in front of my son who began to cry. That’s when we knew it was time to
leave opinion three behind.

Doctor four was, by far, the most intelligent of the bunch. In fact, in spite

of all the extra opinions, we have kept him involved in the care of our son.
e He suggested something called Tight Filum Terminale and sent us to a
neurosurgeon. Post-surgical urodynamics showed improvement, but Jo-
seph continued to have problems and still did not respond to medications.
We saw doctor five when we were going through a work-up at Cincinnati
Children’s Hospital (CCHMC). Doctor five agreed with doctor four.

We once again traveled out of our home state of North Carolina to see a specialist at Children’s Hos-
pital of Philadelphia (CHOP), because treatments were not working. Prior to the appointment, I did
what I always have done. I faxed all of the pertinent medical records to the doctor. Having such a
long drive for the sixth opinion, I wanted to be sure that there was a valid reason to be seen in the
CHOP urology clinic. The doctor went over the records and I was told that he believed he could help
Joseph. Urodynamics were repeated while Joseph was still on medication. It L
showed that Joseph still had a high-pressure, neurogenic bladder. Same diagnosis 031 h AOA
as all the other opinions had discovered. We decided to try a new procedure, Botox here for a
injections into the bladder. This doctor at CHOP had treated over twenty patients
like Joseph successfully. After reading medical articles and speaking with doctor second
number four again, we decided to go ahead with the procedure at CHOP. Thepro- | PET ET | e
cedure was not successful. Still, I decided not to give up. I would continue to R S e
. . OADPI EAANR
search for answers until we found an effective treatment.

The doctor at Duke had agreed to follow our son after the procedure at CHOP this is our
even if there were complications. [ was quite impressed with our Duke doctor in seventh
the past, as he thought it was a good idea to go ahead and seek other opinions. It is i BETET I

crucial to have doctors who are willing to work with others for the good of your

child. After we figured out that the Botox treatment had failed, we discussed what options we might
have with both Duke and CHOP doctors. It was agreed that we could try a higher dose Botox proce-
dure. Because Botox is not a permanent solution (it wears off in 3-6 months) and there are risks in-
volved, I decided that we would seek at least one more opinion before deciding to try the higher dose
Botox procedure. (continued on page 10)

O
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Jordyn’s 5K
Our second official event...a 5K Run/Walk! Success yet again!

We were blessed with a beautiful day; 65 degrees and spring in the air! Approximately fifty
participants came out to enjoy the sunshine and support our efforts to educate the pediatric
specialists at Geisinger’s Janet Weis Children’s Hospital. The generosity of the community
has been overwhelming. We finished the day by adding almost another $2000 to the Geis-
inger Health System Foundation - Shwachman Diamond Syndrome Education Fund, bring-
ing our overall total to just shy of $16,000 raised since September 2008. A huge thank you to
all!

Jordyn crossing the finish line with her Dad not far behind.

Shwachman-Diamond Shwachman-Diamond America would like to thank de-

cah 1 : sign director, Abby Low, for designing our new
America has a new 080°  Shwachman-Diamond America logo. Many of you will

remember that Abby shared her daughter’s story in issue

S D A 6 of our SDA eNewsletter last year. We are very excited
that Abby is donating her time and talent to help
L] ® v

Shwachman-Diamond America. Thank you, Abby!
Shwachman-Diamond America
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In March, a bunch of off roaders went to Morris Mountain Off Road
Vehicle Park in Delta, Alabama to ride their 4x4’s and to raise money
for charity. This year, money was raised for Shwachman-Diamond
America. We call this event the Shamrock Run.

We raised $140 by selling hamburgers at lunch and an additional $140
at dinner. We also had a Cuppy’s Coffee trailer there that raised $120.

The weekend weather was full of rain, it never stopped on Saturday at
all. Most everyone knows how much I hate mud. After all, I have a
rock crawler. Well, one thing lead to another, and money started being raised to get me in
the mud. I said no to $50, Jimmy said it would go to SDS. [ said I am not getting my crawler
in the mud drag pit. So, Jimmy started raising money. $200 was raised
in about 10 minutes. I told him I was not getting in unless I had some-
one to race. So, another $202 was raised to get another mud hater to
race. So, $402 raised for SDS to watch us race in the mud. In these pic-
tures, | am on the right, Brad is on the left. By the way Brad got fur- %
ther, so he won, but destroyed his engine. It was all for a good cause,
right? In all, we were able to donate $3100 to Shwachman-Diamond
America and had a great time raising the money!
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Going to the Doctor By Honey Denson

Having two children with different syndromes, I find myself sitting in a doc-
tor's office a lot more than I ever wanted to. We have the gastroenterologist,
hematologist, cardiologist, the Down Syndrome clinic at Vanderbilt, the vari-
ous therapists, and, of course, our regular pediatrician. Sometimes it can be a
little bit difficult to keep it all straight. There are a few tips that I learned
along the way to prepare for a doctor's visit so that things go a little bit more
smoothly.

I have gone to the doctor several times and have forgotten to ask important
questions about concerns that I've had for my children. I know that I'm not
the only one. To help, keep a notebook handy to write down any questions
that you want to ask the doctor and try to write them down as soon as you
think about them. Have different pages labeled for the different specialists so

that you won't be asking a GI a question meant for a Neurologist.
Try to consolidate your appointments. It is less traumatic for the child if they
_ . _ __ _  onlyhave to go once to get poked and prodded. If the doctor's cannot arrange
040U Ol Al Iap?dinltn{:eﬁs'%rgtﬁ*e same day, contact them to see if they will be requiring a
your blood draw. If they are, ask them if they can send their orders to the doctor
that you are seeing sooner so that your child can have their lab work done at
appointments. It is the same time as the other doctors. I have found that the fewer blood draws
the better.

I always try to pack a good entertainment bag for the kids when going to the

less traumatic for

the child if they doctor. I pack boxes of juice and snacks in case the appointment runs into
only have to go lunch time or snack time. I also try to bring coloring books, crayons, their
current favorite book, a few toys, and our portable DVD player. The DVD
once to get poked player also plays CDs, so we can pop in a CD and have our own sing along
Al A DOI AA Xh&eawe wait. Sometimes I also bring an MP3 player. The music or video is
also very distracting when it comes time to have blood drawn.
I don't plan anything else the day of doctor visits. I have found that doctor's
appointments usually take almost all day and my children and I are exhausted
by the end of it. I do try to make the trip special for them. We usually go out
to eat and get a milkshake after everything is said and done. It almost makes
it worth it in their minds.
Through it all, just remember that the visits to the doctor's offices really are
just a small part of your week though some weeks might see you in the doc-
tor's office more than others. I just remind myself that I am there for a good

reason. Nothing is better than knowing that I am doing everything in my

power to keep them healthy.
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Advocating By Angela Bird

Advocating is hard work. Whether you are advocating for your child or yourself, it requires knowl-
edge, tact, diplomacy, and most of all tenacity. Advocating takes a lot of practice but in the end it is
always worth the effort.

There are many kinds of knowledge that are beneficial when advocating for your child. You can
spend time reading and deciphering medical articles. It is very helpful to have a medical article to
bring to a doctor appointment with you that shows a recommendation or need for various tests.
Knowledge from medical procedures and terminology can also ease your mind when you or your
child are ill or dealing with a complication. You will be able to assure yourself that treatment is ap-
propriate. Both medical articles and knowledge of procedures and terminology are very helpful but
it takes time to acquire the knowledge. So knowledge of your own limits and knowing when and
who to ask for help is essential. Be sure to use people as resources and knowledge banks as well. Re-
member the statement, “Knowledge is power!”? It can definitely be true when advocating for your
child, or yourself.

CT) i 66 n/cZEyou aTe nowledge, you then need to act on it to get the proper care.
act and diplomacy can be two of your best allies when advocating. According to
the dictionary, diplomacy is “the ability to get people to do things without an-
remember noying them” and tact is “the ability to speak or behave without hurting the feel-
) ing of others.” Both are based in respect. It is important to build a relationship of
to not give mutual respect with any doctors you have to work with regularly. My son’s rare
) conditions often leave me in a place where I feel like I know more than the doc-
up, SINC&  ; that is treating him. While this may or may not be true, it is important that I
share my knowledge in a tactful manner. If I am requesting tests or procedures
the Squeaky for my son, I need to diplomatically ask the doctor to order the test and be will-
ing to have evidence of its necessity. I need to show the doctor that [ am knowl-
wheel gets edgeable and that I truly value their efforts on behalf of my son. Even when I

need to keep my cool and use my knowledge to get what is needed.

A o . don’f agree, 11
OE A C; O é%‘aﬁ,)g\.lgatch more flies with honey than you do with lemon.

Even using your best diplomatic skills, sometimes something more is needed for advocating. Some-
times you have to be that mom (or patient). Be tenacious. Call every week (or more often) if the doc-
tor is not calling you back. Insist on speaking to the doctor if the
nurse is not capable of answering your questions. Keep in mind that a
doctor has many patients to worry about and that you (or your child)
are not always his priority. If you are not his priority too many times
or you totally disagree about a treatment, get a second opinion. Most
of all remember to not give up, since the squeaky wheel gets the
grease.
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Beyond the Second Opinion: Is There Hope? (cont.from page 4)

[ still laugh when I picture the nurse’s reaction when she asked, “So, are you here for a second opin-
ion?” Ireplied, “No, this is our seventh opinion.” The look on her face was priceless, a true Kodak
moment. She truly did not know what to say. She was speechless for a moment, until I broke the ice
by saying, “We are hopeful that this will be lucky number seven!”

The Complex Clinic at CCHMC had already gone over all of Joseph’s records from all previous doc-
tors, procedures and tests. The doctor I spoke to prior to our traveling all the way to Cincinnati told
me that he really felt he could help Joseph. While there, we repeated the urodynamics and had some
other testing that had not been repeated since my son was about 3 years old. The results were the
same and showed that even on medications to treat his bladder, Joseph still had pressures high
enough that they could cause kidney damage.

This CCHMC doctor’s opinion on treatment differed from the previous six. This new treatment has
been quite successful and I am very happy that I decided to go ahead with seeking yet one last opin-
ion. There were times on the journey where I felt maybe I needed to give up or that maybe there
really were no other treatment options available. While I knew I was not crazy for doing everything I
could to help my son, there were times | would briefly entertain the notion that I just might be a bit
nuts for seeking so many opinions. Let our story inspire you to keep searching for answers should
you find yourself in the same situation. The seventh opinion could be your game winning number,
too.



mailto:shwachmandiamondamerica@embarqmail.com

