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Deeriield High School School Chesl 2016

We feel an incredible debt of gratitude to the amazing students at DHS who
lessly on every last detail to make School Chest a huge success. In additio

School Chest spread awareness about PA among the students and to the o

able to participate.
Some highlights were:

Largest School Chest Fundraising Year Ever

Largest Single Fundraiser for PAF

Increased outreach efforts by educating over 20(

dents, faculty, families and the Deerfield commui

about PA

2 newspaper articles about PA, PAF, and DHS

Benefit Dinner with silent auction in which Dr. Ba

Burton spoke about Jordan's Journey and the ne

funding rare disorders

Skate for School Chest brought PA families and .
families with disabilities together with the Warrior Tal I'i and
dies, DHSO s peer bUddy MUY oa i,
ing to honor Jordan Franks (right) (continued on pg. 6)
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MISSION: The Propionic Acidemia Foundation is dedicated to finding improved treatments and a cure fo ropioni'
Acidemia by funding research and providing information and support to families and medical professiong

VISION: To create a future where Propionic Acidemia can be prevented and any affected individual can B cured «

productive life.
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IN MEMORY OF CADENCE

Cadence, June 15, 1996anuary 31, 2017 to relieve the pressure on her stomach. She was immedjately
elieved, and was once again smiling and happy. She whs loade
My sweet Cadence Wal“Tr'nto an ambulance for transport to WVU for observationj That

tl)gmlggGS:tuir;%’ikﬂnewas the last time I'd see her smile.

was a long, hard labor Two hours later, upon arrival at WVU, Cadence crasheq and
for both of us, and she had to be rushed to emergency surgery. Surgeons discqvered r
had a little trouble tran-an ileus, but a volvulus, where the bowel twists and cutd off the
sitioning. She was sentiRod supply to the gut. Without blood, her gut began tofdie
_ WVU Children’s hospitgji and surgeons removigliiches of bowel trying to sav
y in those first hours, for per Oyer the next few hours, it was touch and go, but dence
ggiirxg:hoenioanmdec(zmle was so strong, she actually was managing to get better}in the
recovering from the Ce_end, however, the sepsis proved to be too much, she nqver re-
i{bed her blood pressure, and that let to further death [:her
y

sarean that got her here) a few days later. | did not g%? . : .
hold this precious blue eyed child until she was 4 da§oi¥/e were given the option to stop these extraording

but once | did, | vowed nothing would Sepﬂair i “measures and give her a peaceful pgssing. s |
us again. Two weeks later, PA reared its g5 m stood at the foot of Cady's bed, rubbing herffeet
head and sent Cadence back to WVU fofes : (because that's all she ever wanted when spe did-
days. These were harrowing times, no o ® _ 1 n't feel good), the rest of the world slipped gway
ing for Cady had ever seen anything like , & and it was once again just she and I. | closgd my

e eyes as | held her feet and listened to her hiart
we were dealing with. | had just graduats '§if tell my heart, "No, Mommy. | just want to plgy.
dual degrees from college literally two wg¢ ¥ | don't want to do this anymore." And so, ag|the
before Cady was born, and my strength ® last act as her advocate, as her protector ajjd
pened toebn organic chemistry. The learris & mother, | gave her what she wanted, and ref
curvege' g for Cady and understanding turned her to her Creator. We stopped the drips
?Azetisjnvg:fsf;izﬂ’t zl;tegllz gﬁgkgsrgﬂr??e B and in just a few minutes, her heart stopped. At
3:35 pm on Tuesday, January 31, 2017, my
Over the years, despite PA, Cadence had a very full&aget Cadence threw her arms around her Creator's nefk and
happy life. | refused to let this monster steal a secon@g@ﬁé@ in utter joy. No meltebgs, no more nausea, no
lives and was determined to give Cady everything WithipdBelly aches, no more fatigue. Cadence now only khows
power to ensure a wonderful life for her. She loved t Vaéﬁd my heart sings to know this. | never did anythind so

el, she has literally been from the East Coast to the YWes
Coast of the United States. She had more friends th E‘actd el?sﬁ;(: gizetr)\: € :
er PA Registry

counted. She laughed and played every waking minute
life. She was so full of joy and laughter. Over the Ias?%ﬁ fonmeby Helmpve research fff orv
end of January, Cadence's belly began to hurt and sB¥/Rgd1ertome. propi oni c aci demija.

trouble having bowel movements. lleus was commorpf Was ablessin t he. Propi onic Acjdem
Cady and we'd weathered several in the last few yedfgnshgginningto  t T onal Regiost Fy .bJ uar

was managing Saturday, but something changed Sufidiyapeeontinue: Let, tWere 8o 4 pa
. ) . more information]on

pain became more distracting to her, and she askedhe §6.to N PR d a

he hospital. She always knew when it was time. On&eeatehe Ca d y « gl s y. 0 ° P

t ' ' mation, go to wwwf par

local ER, ileus was seerray and an NG tube was plaEed | | 2011

The Propionic Acidemia Foundation Newsletter is designed for educational purposes only and is not intehdede.qprve as |
The information provided should not be used for diagnosing or treating a health problem or disease. itpofextstonat Ftitute fc
care. If you suspect you or your children may have Propionic Acidemia you should consult your health care proviggr.

The Propionic Acidemia Foundation does not recommend nor endorse any particular products, companies, or malnufactun
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CLINICAL AND BAsIC INVESTIGATIONS OF PA, NIH P RoTOCOL

SERVICy,
e e,

DEPARTMENT OF HEALTH AND HUMAN SERVICES Public Health Service

C |||||| H“H NHGRI/NIH
““""“ 10 Center Drive
Htvgze "“I “"I“ Building 10 CRC, Room 7N248, MS 1646

L3
4
'96-

o8 HEALY,

Call

Bethesda, MD 20892
Phone: 301-827-6529
Fax: 301-480-1721

Summary Email: pastudy@nih.gov

This study will evaluate patients with propionic acidemia (PA}to A stool sample to study how gut microbes affect propiotfic

learn more about the genetic and biochemical causes of this inhejgrEmia:
metabolic disorder and the medical complications associated with it. , L ) , .
People with PA may have problems with learning and developmer@Mme patients may participate in a stakldigaative) isoto
and may also have heart, gut, kidney, and other problems. They e&fly to help understand how body processes propioni

become Seriously |”, Sometimes W|th I|tt|e Warning. There iS qp C%er medical tests or procedures recommended by co
for PA, but special diets and transplantation are used for treatmegbctors, if medically indicated.

Participants are admitted to the NIH Clinical Cerfiedeigs €ach aAny patient who becomes seriously ill during the evaluation
year for 85 years for the following tests and procedures:  cared for at the NIH or transferred to another hospital if it is

pe
acid;

fsulting

may be
leemed

1 Medical history, physical examination, eye examination: advisabl€are prpwded to you (your chlld) while at the NIH gannot
_ ) replace the medical care you (your child) need from local ddctors.
1 Consultations from health professionals and doctors who are o
experts in the nervous system, digestive tract, endocrine‘gfiteria for study participation
growth glands, kidney, blood cells and immune system, Sion criteria N n
tion, physical medicine and rehabilitation or other areas df m&ditients 2 years of age and older are eligible to enroll ir§ this stuc
cine as needed; 1 Patients with biochemical, molecular or enzymatic evidgnce of
1 24hour urine collection to examine for electrolytes, organic propionic acidemia of any gender and ethnicity are eligiple to en.
acids, amino acids, sugar, and proteins for measuring kidneyroll in this protocol.
function; 1 Patients with suspected genetic but unknown types of pfopionic
f  Blood tests to assess liver and thyroid function, blood countsagidemia may also be invited to participate.
blood chemistries, and for genetic tests and basic researElx@tigion criteria
1es; 1 Patients will be excluded if they cannot travel to the NI because
f Metabolic cart study to measure calories needed at rest (rest@iigheir medical condition.
energy expenditure); 1 Pregnant patients are eligible to participate in the study§Howev-
f Dental and saliva evaluation to determine acid levels and degtalthey may not take part in some tests, for example stgble iso-
health; tope studies.
1 Photographs of the face and body (wearing underwear) t helfe principal investigator may decline to enroll a patienf for othe
track growth and appearance; reasons. Other criteria that may lead to exclusion includg, for
i example, residing in a hospitadpsinal metabolic control @s
T Ultrasound _Of the abdomen; determined by Dr. Venditti's review of the laboratory dafg, any
Electrocardiogram and ultrasound of the heart; patient who requires dialysis once or more in a week arfd weighs
1 Hand xay to determine bone age; less than 40 kg, any patient who is being treated for an|jntercur-
1 Dual energyray absorptiometry (DEXA) scan to evaluate bonkEnt infection Wlth antibiotics or has evidence of an acutg infec- _
density; tion, and any patient who (_jqes not have a re_guIar/Io_caI etapoll«
’ ) o enetic or endocrine physician and/or a family physiciaf], pediatr
1 Electroencephalogram (EEG) to study the electrical activity ogian, or internist.
brain; Contact information
T Brain magnetic resonance imaging (MRI) and magnetic rsean Ferry, RN, BSN Phone: 368276529
nance spectroscopy (MRS) if it has not been performed iR#¢lsearch Nurse Specialist Cell: 2463811717
last year and there are neurological concerns; NHGRI/NIH Fax: 308801721
1 Skin biopsy for cell culture (cells to grow in the laboratorylfbfcenter Drive Email: pastudy@nih.ggv
future testing) if not yet performed or unavilitlaik par-  Building 10 CRC, Room 7N248, MS 1646
ticipants will need this testing Bethesda, MD 20892
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GRANT & SEBASTIAN

Our story with PA startedthe hospital that day, who mentioned he had heard of combin
out the same as many of ing ECMO and dialysis to help patients who were very
4 yours.Our sons were small.This is what was decided as.the best course of treatmel
S\ born looking perfectly  for our sond.will never forget standing over my son as they
healthy, besides beingbdmno ok ed up | M8s..and poked an
SRS six weeks early and beingnaking a single, solitary solimel ECMO and dialysis com-
LB twins. Everyone that saw bination worked, even better than the doctors had anticipated
= them thought they lookedand it seemed.that both boys were on their way from cataboli
wonder- to anabolicOver the course of the next few weeks, we
ful and would go home from the NICU rather learned all about PA and the life that would.now be our new
quickly.However, that all changed on the normal. It was quite the operation at our house to get them fe
sixth day of their lifegot a call from the around the clock; once they came home, thankfully we had ar
doctor in the NICU that Grant was struggling continue to have amazing support from family. The boys have
and had to be put on a ventilator, but they had many hospitalizations since they have.come home and h:
thought it was just a virus of som@&gort. definitely given me lots ef-new gray hairs, but they have come
the time | got to the hospital he was com- so far.While our normalis being hospitalized
pletely comatose and there were swarms of with one or both of them at least once a
people around hiifhey were trying to explain exactly what month, they continue to grow and show us just
they thought.had happened, but all | could understand at the how determined they are. They both started
ti me was t hat he was very si ck praschbol thibyear and ararididgtthe hus evey
do. They were running a lot of labs on him and his twin broth- ryday to schodhnyone they come into con-
er Sebastian to try and see if both boys had a metabolic issue of  tact with quickly be-
some sortWe were quickly transferred to another hospital comes a new friernd.
that had dealt with these types of conditiondNisferk. is SO amazing to see
can remember the whole day perfectly now, in the montew positively they affect the people
everything was a blur and | seemed to be just a spectatorragt t hey come i nto contact
they hooked both boys up to an abundant amount of médhigiepersonalities and happiness are
that seemed so humongous in comparison to their little gdhtagious.
bodies.They were too small for traditional dialysis, so they
attempted to come up with a plariunately there was actbAdom of Grant & Sebastian,
ally a visiting geneticist who was interviewing for a posiBoyeat old PA Superheroes

2017 PAF W ARRIOR WIsboOM CONFERENCE
2017 PAF Warrior Wisdom Conference

for Families, Medical Professionals, and Researchers

June 8th10th, 2017

Deerfield, IL

Hyatt Regency Deerfield: 1750 Lake Cook Road, Deerfield, IL

Get updates on current research and treatment and plan on next steps to realizing
mission of better treatments and a cure for PA.

Group rate: $99.00+ tax includes breakfast for up to 4 people.

1 Online https://aws.passkey.com/go/PropionicAcidemiaFoundation

1 You may also call the Hyatt reservation hotline at-{88&) @4 they may be able to further assist you as well.

1 Make your reservations by May 9th to get the group rate.

1 The Hyatt Regency Deerfield is located in the North Suburbs of Chicago. You may want to extend your stay for ¢
Six Flags Amusement park, Chicago Botanic Gardens or Navy Pier

For more info contact PAF: paf@pafoundation.ceii282 89Z. (Registration on page 5)



