Domenica Scalzo’s Story

Domenica was bom May 3rd, 2017. Ata weekold she retumed to the
hospital and was admutted to Momistown's NICU. There they admunistered a video
EEG to rule out setzures and search for the reason why she was notwakmg up or
able to eat. Dunng hertwo week stay she endured other tests mclnding spmal tap

bloodwork and geneticstestmg.

While there we met with neonatologists. geneticists. neurologists, Gl
doctors, therapists. nurses and counselors to find the cause for her lowmmscle tone
and faihure to thrive. Together we made a plan to support herbackathome. Before
leaving she underwent anesthesia and surgery to have a gas trostonty tube placed m
herstomach to ensureshewas gettmg proper nutntion while unable to eaton her
own. We broughther home without any clear answers.

Once home, there were unendmg follow up appomtments with doctors and
Physicaland Feeding therapy sessions started weekly. Our fanuly tned to geta

grasp ofournewnormal At fourweeks old we recervedthe devastating
confimation fromgenetics testing that Domuhas Prader-Wilh Syndrome (PWS).

PWS s a rare, ifelong condition which 1s caused by a malformation on the
15th chromosome It 1s a nmlti-stage spectrtumdis order and symptoms may mchide
hypotoma, failure to thrnive, developmental delays, leaming disabilities, speech
issues, short stature, behavioraland mental problems, cogmtive mpairment. sleep
apnea, scohosis, hormonal 1ssues and hyperphagia. Hyperphagia 1s the hallmark

symptomofPWS that 1s hife threatening and causes those affected to be pamfully
hungry and never feel full

There 15 not a cure for PW S and at this tume there 15 only one dmg that 1s
approved fortreatment. Human Growth Hommone (HGH) 1s grven every night
before bedtume by mjection to helpboth physically and cognitrvely, but
unfortunately it will not help with hyperphagia. We beheve that HGH along with a
strict, medically supervised diet are Donu's bestchance at a hopeful future.

Domm’s days are busier thanmost other children with extra doctors’
appomtments and scheduled therapies. She cumrentlyhas eightanda halfhours
every week she spends m Developmental Intervention. Physical. Occupational,
Speech, and Craniosacral Therapies. At two we will be adding m Hippotherapy
weekly to help with core and postural strength. Wetravelas a fanuly to Flonda two
tunes a yearto visit with the most expenenced Endocrinologist whoresearches and
treats PWS,_ Dr_ Jennifer Miller. She 1s an advocate forour children and a hght of
hope forour fanmlies m the PW S commminity

While so many ofthe thmgs n Domm’s hife are different ke mealtime
playtime and bedtime sheis truly a typicaltoddler, heart andsoul. She i1s pushedand
works harder than most but somehow finds thefunm it all She loves bemg praised
when she does somethingnew. She 1s sweet, funny and eagerto please. She loves
mmsic and dancing, babydolls and fancyjewelry. She grves the very best hugs and
has a smile that melts ourhearts™
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