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North American Shwachman-Diamond Syndrome Registry

The North American Shwachman-Diamond Syndrome Registry is now enrolling pa-
tients!

The Shwachman-Diamond Syndrome Registry (SDSR) was established to collect medi-
cal information and clinical samples on all individuals with Shwachman-Diamond Syn-
drome across the United States and Canada with the goal of improving diagnosis and
treatment. The SDSR is a research organization dedicated to gathering and analyzing
information about SDS. Scientific studies will focus on elucidating the causes of SDS
and its complications in order to develop better treatments.

Patients must contact the registry directly to receive the enrollment packets and ques-
tionnaires. For more information or to join the registry, please contact the Shwachman
-Diamond Syndrome Registry Coordinator, Melissa Alvendia, at 206-667-6965 or 866-

792-5876 or malvendi@fthcrc.org

Holiday Tea

On Saturday, November 15, 2008, Shwachman-
Diamond America hosted a Holiday Tea Fundraiser
at Gray Wing Studio in Walkertown, NC. We sold
out! SDA had people calling the day of the event to
see if they could get in. Thank you to all of those
who made this Holiday Tea a successful fundraiser!

Thank you to the Gray Wing Studio for graciously
hosting the event and to all those listed below who
helped make it a spectacular afternoon!

. Patti Sheets (] Deborah and Kathy at the Pegg House Tea Room
o Amber Snow ° Jessica Goodard

®  Jeri Crowder . Meredith Musten

o Martha Musten ° Pat Stewart

o Chris Barrans and Amanda ° Deana Valiante

o Sean Curran o Jana Hales

o Joseph Curran o Karen Kepins

Matthew Curran L4 Melanie Feeney-Lewis



mailto:malvendi@fhcrc.org
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My Picture Should Be on that Chair! By April Rock

Have you ever felt that if you walk into another doctor's office one more time you are going to
scream? Well, I can definitely say I have been there! I am still at that point most of the time, in
fact.

I have four children. As if that is not enough reason to keep you at the doctor all the time, two of my children have
Shwachman-Diamond Syndrome. They are both at the doctor's office constantly! Then you add illness into the mix,
good grief! We are talking general pediatrics, hematologist, gastroenterologist and possibly more to come! Add to
that another child who sees another specialist for immune issues. That adds an allergist/immunologist. Oh, and did
I happen to mention Brace's? Yep, add the Orthodontist to the list.

I think there was one week where we were at the same office three times due to pneumonia and I told the doctor I
might as well have my picture on one of the chairs in the waiting room. Honestly, if I have to go in so often should-
n't [ have the right to a comfortable chair? I would be more than happy to take a picture to Kinko's and get it blown
up into a life size picture. I could decoupage it onto my favorite chair. Maybe a separate picture of each kid to put
next to it so that no matter who I have with me, they also have an assigned seat. Heck there are restaurants that are
"honoring" their favorite customers this way. Why can’t the doctor honor the frequent patients?

Of course, with all the doctor's visits you have to think about the medications that come from those visits. I think I
should add my picture to the chair in the Target Pharmacy, too. The ladies there all know me by sight. If they have a
new employee I warn them in advance they will get to know me very well. So, it only makes sense to make sure I
have a good spot to sit while I wait!

In all seriousness though, as I have found through our frustratingly frequent visits, whether it is with the general
pediatrician or with a specialist, you have to have good sense of humor. I mean, who wants to cry all the time? As
the saying goes, you either have to laugh or cry! It is a good thing we have good insurance. We might have move into
those said doctor’s offices instead of just having a picture on the chair!

New Year Reflections By Honey Denson

Every year around New Year’s Eve, my husband and I try to take time out of the chaos that is our daily life and make
goals for the coming year. We also like to reflect on the year that is passing and on life in general. I was thinking
about this the other day when a commercial for St. Jude’s came on the TV. The one that reminds us to be thankful
for our healthy children and remember those who are not. It makes me cry almost every time. It is a reminder that it
could be my sweet boy so sick and missing his beautiful, curly hair.

Even though we have to live with this syndrome every day, I have to be thankful. Thankful that we are not at St.
Jude’s, but, if he did develop Leukemia or Aplastic Anemia, we live in a country where medical care is readily avail-
able. I am thankful for the doctors who, even though we’ve been to some who are not the most sensitive (complete
jerks), are keeping a close watch on my little boy. I am thankful that we have pharmacies with the medications that
we need right down the road because [ have been to areas in the world where parents cannot get the medicines that
their children need.

I wish every day that my children did not have to go through life with these syndromes, but I am thankful for my
children and everything that they have taught me about strength, faith, and love. I am learning to stop asking
“Why?” and rely on my faith that everything is going to turn out fine. I have realized that I am not in control (which
is really hard for a control freak like me) and that I must “let go and let God.”

In this coming year, I am going to try my hardest to be happy, have faith that all will be well, and live each day to the
fullest. This is what I want my children to learn from me. Every day is a gift and every moment that I have with my
children is a blessing. Some days are harder than others and I've had plenty of breakdowns, but I am going to try my
hardest to make every day a fantastic day. I wish each of you a Happy New Year. May it be filled with love, happi-
ness, and sense of peace. God bless.



http://www.associatedcontent.com/topic/1061/restaurants.html

Issue 8 Page 3

Our Decision to Apply for SSI By Angela Brown

We don’t think of our family as very poor. We don’t like to think of our family as needing financial assistance. We
had decided to be a one-income family as soon as we had kids. We wanted to raise our own kids and not have a
day care raise them for us. This decision has been hard on our family at times. We don’t have as much stuff as
most of our friends but we do what we can to have a normal life.

The financial hardship that comes with a medically needy kid is something that you can really plan for. For the
first 6 years of Kavan’s life we were blessed that all of his medications and treatments were still affordable for our
family. Our insurance, while not the best, mostly covered the cost of Kavan’s medical needs. People had told us in
that past that we should apply for SSI for Kavan but we didn’t really need it and were concerned about future re-
percussions of having Kavan declared medically disabled.

All of this changed in September of this year. After fighting our insurance for over six months, we were finally al-
lowed to travel to Cincinnati Children’s Hospital to consult with not only experts in Shwachman-Diamond Syn-
drome but also experts in anorectal malformations (ARM) and associated urological issues. Consulting with these
experts left us with some new diagnoses as well as some new medical expenses.

For the first time in our lives, we were left with the difficult decision of providing the medical treatment that our
son needed or paying for basic living expenses. Even if we pulled our daughter, Anabelle, from her dance class, we
still would not have the money that we needed. We were forced to cut corners on Kavan’s medical care, or go
bankrupt and loose our house.

At this point, we were not able to deny the need for some outside assistance. I again looked at the possibility of SSI
for Kavan, not for the monthly stipend, but for the Medicaid that comes with SSI approval. Where we live in Colo-
rado, you must be denied SSI before you can apply for a Medicaid waiver. All states have a Medicaid waiver known
informally as a “Katie Beckett” waiver. The name of the waiver varies from state to state and the contact for apply-
ing can be hard to locate.

Once the decision was made, actually applying for SSI was not as hard as I had imagined. The application process
starts with contacting the local Social Security Office. You can fill out a medical questionnaire online which can
save time at your appointment.

At the appointment, they will review the medical information and your financial status because there is both a
medical determination and a financial determination for approval. I found out at the appointment that they only
needed the last 12 months of medical information for Kavan, so be sure to check with your local office before you
spend a lot of time going back more than 12 months. Most SDS kids qualify under two or three different federal
definitions of disability. But the Social Security representative we worked with told us fitting the definition is only
one part of the medical determination. They also look at how long the disability is expected to last and how severe
the case. When looking at my gross income, I made too much money for Kavan to qualify but they were able to
deduct my Section 125 monies and we just barely made the cut off. (Section 125 is also known as Flex or a Cafeteria
plan. It is pretax deductions for insurance, medical spending and childcare.)

Right now we are still waiting for approval. Many people I have talked to have told me that most people are denied
the first time and you must file an appeal. If we are denied, we will likely file an appeal and also apply for the Medi-
caid waiver. I would recommend applying sooner than we did. Don’t wait until you are no longer able to keep you
head above water financially before asking for help.

To look into applying for SSI for you child, [ recommend the following links:
www.socialsecurity.gov

Do disabled children qualify for benefits?

SSI Child Disability Starter Kit (for children under age 18)



http://www.socialsecurity.gov
http://ssa-custhelp.ssa.gov/cgi-bin/ssa.cfg/php/enduser/std_adp.php?p_faqid=156&p_created=955633066&p_sid=SqXFQthj&p_accessibility=0&p_redirect=&p_lva=&p_sp=cF9zcmNoPTEmcF9zb3J0X2J5PSZwX2dyaWRzb3J0PSZwX3Jvd19jbnQ9NDgsNDgmcF9wcm9kcz0mcF9jYXRzPSZwX3
http://www.socialsecurity.gov/disability/disability_starter_kits_child_eng.htm
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Looking on the Bright Side By Pattie Curran

As parents of children with chronic health care needs, we are taxed with keeping our

emotions in check and not allowing our anxiety to show. Our children depend on us
to teach them how to cope with their illness. If we lose it, then they will lose it. If we
do not cope, they will not learn how to cope. This can be quite difficult in the face of
constant stress and new medical challenges. One way that I have learned to manage

is by counting our blessings.

One of my children with Shwachman-Diamond Syndrome also has a plethora of other medical challenges.
Among other things, he has had neurosurgery for release of tethered spinal cord and dealt with a neurogenic
bladder for as long as he can remember. As we stood in an exam room recently, I had to remind myself, “Pattie,
don’t lose it. If you lose it, he will lose it. If you don’t cope, he won’t cope.” At that moment, I immediately be-
gan to count my blessings and tried to see the blessings in his having to begin intermittent catheterization (IC).
It was very hard for me to contain my emotions when the doctor explained our options that day. I knew that eve-
rything I was feeling must be magnified for Joseph. I knew that I had to keep my cool so that I could help him
cope. It was difficult to find positives in IC, no doubt, but I knew if we wanted to make it through that first day,
we would need to focus on the blessings to get us through. As our friend Angela Brown used to say, “Positive
thoughts equals positive results.” The first step in being positive is to count your blessings.

I admit that [ am not always that great about counting my blessings, especially
during periods of extreme stress. Before we began our training session, Joseph
and I knelt down and prayed. My heart almost broke when he told me, “I don’t
think Jesus is with me. If He was with me, none of this would be happening.” We
later talked about how Jesus Himself cried out from the cross for His Father. I told
Joseph that He did that so that we would know that He understood how we felt.
We also talked about the positive side of IC while we were waiting for the nurse to
come in to train us. We counted our blessings.

It has been life-changing to do intermittent catheterization every four hours during the day. [ would be lying if
said I can always see the blessings in IC. The first week of IC was painful beyond measure. When he was upset
one night during this first week, I began to talk to him about how we could look at the positives. This new treat-
ment would be hard, but he would be dry and hopefully not have accidents. He would be able to go and play and
not have to worry about accidents. He would not have to worry about whether or not his friends might notice.
He could come in for IC and go right back out to play. I explained that while he had to restart the medication
that he disliked, we would be doing it on a different schedule so that the side effects might be lessened. These
were all things we could check off on the “positive” column. IC would also be protecting his kidneys from damage
due to his high pressure, neurogenic bladder.

As he laid there in bed, he cried a bit when he realized that IC might be forever.
Joseph said that he wanted to be a normal kid. I told him that I never wanted to
minimize his problems or make him think that having health problems or having to
catheterize was not a big deal or something worthy of being upset over. After I said
that, I added, “But, you know, we really need to count our blessings. There are so
many children out there who have it much worse. While catheterization isn’t fun,
you will still be able to go outside and play, you can still ride your bike, play base-
ball, swim and so many other things. You'll have to catheterize every four hours,
but you will still be able to do all of the things you were able to do before.”
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That night, we also discussed difficult topics. I told Joseph that even kids he feels are “normal” wish that they
were normal. It can be a normal part of childhood to feel as if you do not fit in, that you are somehow different
than others—so what he was feeling was, in fact, NORMAL. We also talked about how everyone has strengths
and weaknesses; everyone has struggles and suffering. These topics are not easy to bring up with a child, but they
are important concepts for a child to learn. As parents, it is our job to help each of our children build upon their
strengths and overcome their weaknesses, chronic illness or not. My one healthy son struggled for many years
with reading comprehension problems while my SDS boys have never dealt with learning disabilities. We all have
problems to overcome, it is only a matter of degree. Counting your blessings is a conscious choice to look at the
positive things in your life. While you do have to pay attention to the medical details, you do have a choice about
how it affects your outlook.

Feeling better after our long talk, we said our prayers and he fell fast asleep.
A few days later, as we were walking into the grocery store, Joseph an-
nounced, “Cathing isn’t going to be so bad.” His dad looked at him and said,
“Well, that’s a positive attitude to have.” Joseph then said, “Well I learned to
look on the bright side from mom.” That spoke volumes to me. Asa
mother, I really do influence how my children cope with adversity. If [ am
negative, then they will be negative. If I am positive and count my blessings,
then they will learn to do the same.

Intermittent catheterization is our latest medical hurdle to overcome, but we have used the “technique” of count-
ing our blessings to cope with the many other medical issues we have faced in dealing with Shwachman-Diamond
Syndrome for over twelve years now.

Joseph’s Point of view: Looking on t

By Joseph Curran

My mom asked me if it was okay to print the article she wrote about count-
ing blessings and looking on the bright side and I said okay. I told her that I
would write something about looking on the bright side of things, too.

[ am eleven and I have Shwachman-Diamond Syndrome and I have to do
something called intermittent catheterization (IC). Life hasn’t always been
easy, but I try to look on the bright side. Ilearned to look on the bright side
because my mom taught me to. I was upset about IC until I looked on the
bright side.

Since I was little I have had a lot of medical procedures and surgeries. I started looking on the bright side of
things and I got through the procedures and surgeries better. I learned that even when I am sad Jesus is with me
even when I think He is not. Ilearned to count my blessings and look on the bright side and that there is always
something to be thankful for. Looking for good things when life is hard makes me feel happier.
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Brooke’ s Story

Brooke was born January 27, 1993 in Yuma, Arizona. Brooke’s dad was in the Marine
Corps and we were stationed there at the time. She was delayed in some areas and
would get sick often with ear infections, rashes, or unexplained fevers. When she was
20 months old, she got sick with flu-like symptoms and the doctor told us to just
watch her. After 16 hours of her not eating and being very lethargic, I noticed that her
heels and lips were a bluish color. We took her to the emergency room where they
immediately took her from us and began working on her. They couldn’t get an IV
started so they had to go directly into the vein. She didn’t even cry; she just stared at
me with her big brown eyes. All we could do was stand by and watch helplessly while
so many doctors and nurses worked on her. At the time, we didn’t know how sick she
was. They intubated her and there were several tubes coming from her body. They
told us that she would have to be flown immediately to Phoenix Children’s Hospital
because they were better equipped to treat her. Later we found out that she had a
blood infection called Group A Streptococcus and her body was in septic shock and
was shutting down.

We arrived at PCH and I was put in a room while they worked on her and my husband, as well as his father who was
visiting us, and some close friends drove the 3 hours, in much less than that, to meet us in Phoenix. The doctors talked
with us and told us that Brooke might not survive the weekend; and this was very early Saturday morning. Her heart
was pumping so hard to keep the blood circulating; her extremities were losing their blood supply. Her hands and feet
turned purple and her hands eventually came back, but the tips of her toes had to be amputated a few months later
because they didn’t. She fought so hard and so many people prayed for her. She spent 1%2 months in Phoenix Chil-
dren’s Hospital. She had multiple surgeries, including many debridement surgeries to remove dead tissue. Her kidneys
had shut down and she was on dialysis for a little while. She also developed a bone infection called Osteomyelitis in
the lower right tibia and upper left femur and she had to do a 6-week home antibiotic treatment. Her right foot stayed
in the pointed position, also known as a dropped foot. She had lots of dead tissue on her foot and they had to do a skin
graft on her heel due to removing so much tissue. Later on, they ended up doing a heel cord release to allow the ankle
to move. Her foot was left looking very deformed, similar to a club foot. For a child that was not expected to live, she
surprised everyone with her amazing recovery. Those that know her now; most wouldn’t believe how head-strong and
stubborn she was. Her determination and will is what helped her make it through that illness as well as everything else
she would still face.

While recovering from that illness, she would still get sick often. She was definitely delayed in maturity, as well as
physically and academically. She has gone through physical therapy, occupational therapy, and speech therapy off and
on throughout the years. When she was u years old, her doctor did a blood test. Her white count was low, and after
repeating a week later and being completely healthy, we got the same result. He referred her to a hematologist. We
made an appointment with the hematology department at Texas Children’s Hospital in Houston. She was diagnosed
with Shwachman Diamond Syndrome about 8 months later after they performed genetic testing on the family.

Brooke had multiple bone marrow biopsies done as well as many tests.
She has a fatty pancreas, but has never had any problems with diges-
tion. She is short for her age and over the years her legs grew at differ-
® ent lengths making her right leg 1-inch shorter than her left. She has
 dental issues due to the high fevers she had as a child and her perma-
nent top teeth never formed. At the end of 2004, we were told that her
body was beginning to form leukemic cells and her cellularity was very
low in her bone marrow. The doctors recommended we consider a bone
marrow transplant for Brooke. Our family was type matched and our

- middle daughter, Kamber, was an identical match. We also found out
i that Kamber was a carrier of David and our youngest daughter, Payton
was a carrier of me for SDS.
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We prayed and researched and prayed some more. We knew that it was the right
decision for Brooke to go ahead with the transplant. Brooke was admitted to
Texas Children’s Hospital at the end of January and had her transplant on Febru-
ary 9, 2005. We have a website for her that I still update at www.carepages.com
and her carepage name is BrookeLindgren. She did amazingly awesome. She was
hospitalized for 17 days and after discharge, was never readmitted. We were re-
quired to stay in Houston for 100 days post transplant. We lived in an RV at a
trailer park close to the hospital. We made several visits for check-ups and neces-
sary infusions, but she never got a fever or had any complications from the trans-
plant. We left Houston on day 93 because she had done so well.

Over the years, we have made many trips back and forth from Sulphur, Louisiana
to Houston, Texas, which is 2 % hours away for follow-up care. She will continue
to have yearly tests done to monitor her and make sure there aren’t any problems
that develop. We are very glad we made the decision to go ahead with transplant.
We had to make that decision based on what was going on with Brooke, what the
doctors were telling us, and most of all where God was directing us. We feel so
blessed to be close to Houston and Texas Children’s Hospital.

Brooke was doing so great, but was having some pain in her right foot. We found a doctor with the Fondren Orthope-
dic Group at Texas Orthopedic Hospital. He talked about all of our options. One was doing nothing and let her con-
tinue like she was, keeping in mind that she still had a 1-inch leg discrepancy. She also never walked on her foot like
normal. She walked with a limp on the fatty part under where her toes were and her heel never touched the ground.
Another option was doing a surgery with a halo device to stretch the bones in her leg and then a separate surgery to do
her foot. Lastly his recommendation was that her dad and I consider an amputation of her right foot. He said she
would have such a better quality of life with a prosthetic. We left there confused and not sure why he would recom-
mend that. She had some pain, but Brooke hardly ever complained about anything. She has a very high tolerance for
pain. I researched and we prayed and asked questions to anyone who would listen. The doctor even put us in touch
with a family from Ohio whose daughter had done the amputation after going through the halo device surgery. They
were very nice and answered all of our questions. Her mother was so patient with me and shared their story with us.
They even sent us pictures. We sat down with Brooke and gave her all of the options and shared the pictures from the
family in Ohio. She helped us make the decision to go ahead with the amputation. It was really amazing to me, but
from the time the decision was made until the surgery, Brooke began complaining more and more of the pain in her
foot. I believe God was preparing her heart, and I also believe that it was confirmation to us that we were making the
right decision.

On June 10, 2008 was Brooke’s amputation. Once again, she
amazed everyone around her and within 2 days was making
laps around the hospital floor with a walker. She used a
wheelchair mainly, and after 4 months received her prepa-
tory (temporary) foot. She will keep this foot while her
stump shrinks and then they will fit her with her definitive
(permanent) foot in about 6 months. She will soon be dis-
charged from physical therapy due to having met all of her
goals. She is walking more normal that she ever has in her
whole life.

Brooke was a wonderful baby and was happy all of the time.
She was so young when she first got sick, and we felt like she
12/07/2008 would think having pain was a natural way of life. She does-
' n’t even flinch when they poke her to draw blood anymore
& because she has been poked so many times. The one thing

that amazes us about her is that in all she has been through,
she NEVER has asked, “why me?” I have always told her that God has something special in store for her and with every
new thing she has to endure, it only adds to her testimony. She is such an awesome young lady and her dad and I are
so blessed that God chose us to be her parents. Brooke is our hero!



http://www.carepages.com/
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To join the Shwachman Syndrome online support group send an email to

shwachmansyndrome-subscribe@yahoogroups.com

Homemade with Love:

This cookbook was first published in 2001. Itisa

RERCIER>
o @ | gem! Joan Shwachman-Yichye helped gather

Shwachman family recipes and also found letters
written to her father, which are included in the
cookbook. A touching letter from Dr. Louis Dia-
mond is included along with letters from SDS par-
ents written to Dr. Harry Shwachman. Through
these letters, one can come to know Dr. Shwachman
in a very personal way. His memorial minute from

Harvard Medical School is also included. Dr. Harry
Shwachman was an amazing diagnostician

and special person and we hope that families will
enjoy getting to know him as much as they enjoy
the recipes included in the cookbook.

The cookbooks are available for $15 plus shipping
and handling. Contact Shwachman-Diamond Amer-
ica or download the Cookbook Order form here.
Payment must be made in advance. SDA is giving
away a $50 prize for the person who sells the largest

. number of cookbooks!
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