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Introduction 
 

This booklet is a resource produced by ABLE NH’s Disability Diagnosis Dialogues 

Task Force. It contains a sampling of stories from local families demonstrating the 

need for healthcare providers to improve the way a diagnosis of disability is 

delivered. The positive and negative experiences shared in these stories will help 

healthcare professionals to improve their cultural competence when delivering 

high quality care to individuals and families on the journey of life with a disability. 

Disability is a natural part of the human experience, a beautiful component of 

diversity which ought to be valued. ABLE NH looks forward to a future when the 

“unexpected news” of a disability diagnosis is not delivered as “bad news.” 

 

ABLE NH welcomes healthcare providers, families, individuals with disabilities, 

and other members of the public to get involved in our work. If you would like to 

join the Disability Diagnosis Dialogues Task Force or are a healthcare provider 

looking for resources, please contact info@ablenh.org.  
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Additional Resources 
 

For Providers 

• Delivering a prenatal diagnosis 

• Framing Disability as a Population  

• AMA Resolution on Medical Care of Persons with Developmental 

Disabilities 

• Reflections on Receiving a Diagnosis of Disability: Messages to 

Healthcare Providers 

• Emily’s Story in video format 

• Coming in spring of 2022: ABLE NH’s Healthcare Champions 

Rubric, where physicians who meet best practices in culturally 

competent care for patients with disabilities will be highlighted. 

Physicians and families are encouraged to join the team shaping 

the rubric.  

 

For families 

• Down Syndrome Pregnancy 

•  The Mighty  

 

For Everyone 

• ABLE NH Disability Diagnosis Dialogues Web Page  

• Healthcare Competence is Still a Dream! (February 2021) 

• Disability Diagnosis Dialogues Panel (December 2020) 

 

 

https://www.lettercase.org/delivering-a-prenatal-diagnosis/
https://www.lettercase.org/delivering-a-prenatal-diagnosis/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4355692/pdf/AJPH.2014.302182.pdf
https://policysearch.ama-assn.org/policyfinder/detail/h.90-968?uri=%2FAMADoc%2FHOD.xml-0-5283.xml
https://policysearch.ama-assn.org/policyfinder/detail/h.90-968?uri=%2FAMADoc%2FHOD.xml-0-5283.xml
https://www.youtube.com/watch?v=-b35UGG73j0&t=8s
https://www.youtube.com/watch?v=-b35UGG73j0&t=8s
https://www.youtube.com/watch?v=6KZwCLRiE_8&t=5s
http://downsyndromepregnancy.org/about-us/
https://themighty.com/topic/disability/
https://www.ablenh.org/our-work/disability-diagnosis-dialogues/
https://www.youtube.com/watch?v=2a_ek2Otekk
https://www.youtube.com/watch?v=rZrSDAV5Kgs&t=2918s


5 
 

Emily’s Story 
 

“I was in the 26th week of a twin pregnancy. I was following up with the doctor on 

my last ultrasound. I had brought my 3-year-old daughter with me. The doctor 

suggested one of the nurses would look after her while we met. This, along with 

the extra-long last ultrasound, should have given me a sense of foreboding, but it 

didn’t. The doctor told me that one of my twins had 3 markers for Down 

syndrome. They saw a blockage in her intestine, a malformed heart, and 

encephalitis. 

I am only half listening at this point. My brain is exploding. A child with Down 

syndrome? I don’t know anyone with Down syndrome. Those were the kids in the 

Special Ed room -- the dumb ones and the bad ones. I have a master’s degree in 

astronomy from Columbia University. How was I ever going to relate to such a 

child? 

‘We could try to do an amniocentesis to get a definitive result. There is a low, but 

nevertheless there, risk that the amnio could result in an abortion.’ 

The baby she is pointing to on my ultrasound is the one I felt most connected to. 

I’m not entirely sure why -- perhaps her lower position? Tears are streaming 

down my face -- unheeded. I already have a three-year-old and I feel like I am 

barely holding on. Adding twins was challenging enough just by itself. I don’t think 

I can do this. 

‘It is too late to do a selective abortion. If you want to abort one, you would have 

to abort both.’ 

This child would have to live with me for all of my days. They would be a burden. 

They wouldn’t have a good quality of life and they would decrease my quality of 

life. What am I thinking? How can I be so selfish? I can’t even kill a cockroach or a 

mouse. Kill my own child? 

‘You could carry the birth to term, then give the Ds child up for adoption. 

Alternatively, you could refuse medical treatment for that child. She would die 

within days.’ 
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WAIT! WHAT?!?!? Did that doctor just suggest that I give birth to my daughter 

and then kill her? 

‘I am so sorry to deliver this bad news. Let’s talk again soon.’ Then she left. 

I scooped up my 3yr old and went home. I walked to my neighbor’s house and 

handed her my daughter. I asked her to keep her while I spoke with my husband. 

In one of the best moments in our marriage, he didn’t miss a beat. ‘We will have 

her and do the best we can for her. No need for an abortion.’ His steadiness in 

this storm was awe-inspiring. He saw so quickly that we could raise her. When I 

think back to what I almost lost, I am hard pressed to forgive myself. I was so 

ignorant and afraid at that moment. I was overwhelmed by the task before me. 

I could not have been more wrong. Maya was amazing. She loved dogs and music. 

She loved me with the type of pure love I can’t imagine I will see again in my 

lifetime. She was mischievous and adventurous. While she was non-verbal, Maya 

knew how to communicate. She was easy going and loved to have fun. Maya had 

almost no sense of time-- she didn’t anticipate disaster and met her future with 

courage and grace. I won’t say being her mother was easy all the time, but it was 

rewarding and fulfilling. For all my academic degrees, in many ways Maya was my 

best teacher about life. 

The doctor was doing the best she knew how when delivering the diagnosis. Like 

me, she probably also had relatively limited experience with people with 

intellectual disabilities. I absolutely recognize that. However, I wish she had 

started with the possibility of raising Maya. I would hope that she could connect 

me with other people in our community who were raising kids. In our diagnosis 

discussion, while she never said it directly, I got the impression that just 

continuing the pregnancy as is was a bad option. No one would want to keep this 

child. I wish she led with something like, ‘In the last ultrasound, we saw that one 

of your babies has 3 markers for Down syndrome. I know this is shocking but 

before we freak out, let’s work together to lay out the options. The first option to 

consider is just having her. You can do that. People raise children with Down 

syndrome successfully all the time. There are supports and services available to 

help you. I can put you in touch with a few other parents in our community whose 

children have Down syndrome if you want to explore this option.’ Then give me 

the other options of giving up for adoption or abortion. 
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Understand that I am not anti-abortion/pro-life -- I just don’t think I could do it 

myself. So, abortion had to be brought up. I just wish the doctor had led with life 

and framed this as not the worst diagnosis.” 
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Lisa’s Story 
 

“I will keep my story short and to the point. We all know that the miracle of 

having a baby is something that many couples covet, as did we. It took some time 

for us to get used to the idea of our second pregnancy at first, because we 

learned of it when our firstborn was only four months old, but after the shock, we 

immediately embraced the idea and began dreaming about our future with two 

kids so close in age.  

 

We told all of our friends about the surprise pregnancy. We picked out names and 

stored away Noah’s baby clothes and newborn bottles hoping that we would get 

good use out of them again very soon. We talked about starting a football team of 

our own and having two car seats in the car, and all of the things that happy 

couples talk about. At our 20-week ultrasound, we learned that baby #2 was a 

boy and we named him Max. That day we also learned that Max had a ‘Double 

Bubble’, a condition that our obstetrician explained COULD be caused by a 

chromosomal abnormality like Down syndrome, OR it could be nothing. We were 

referred to a Dr. of maternal fetal medicine in a larger city for a follow-up 

ultrasound a week later. 

 

In that week, I did a bunch of research on the ‘Double Bubble,’ AKA Duodenal 

Atresia, and learned that it was believed that one time in three, the condition is 

caused by Down syn- drome. I prayed that Max would not have Down syndrome, 

but mostly I prayed that his health condition would not be life threatening, and 

Down syndrome was secondary to that. Our focus was on the health of our child 

because NO ONE wants their baby to be sick. 

 

We traveled together as a family-- me, Mikel my husband, and big brother Noah 

(all of eight months old) to the city for our follow-up. The doctor confirmed that 

the condition we had seen in Peterborough was indeed Duodenal Atresia, and he 

explained that it could be repaired at birth and our baby may need a feeding tube, 

but would likely live a relatively normal life. He also explained the correlation 

between Duodenal Atresia and Down syndrome (all things I had already read 

about). He asked us if we would accompany a genetics counselor into another 
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room to answer some questions about our family and talk about whether we’d 

like to have an amniocentesis done to confirm whether Max had any 

chromosomal abnormality. 

 

We went to a very small, sterile room with a genetics counselor to fill out an 

extensive family history. She solemnly explained to us that Duodenal Atresia may 

indeed be an indication that the baby had Down syndrome. She offered us the 

option of termination and explained that if we did decide to terminate, there 

would be no shame in it, the stigma was gone, and that it is likely that we would 

still be able to have other children. The idea of termination was not even in our 

minds that day, and we did not expect to be offered this option so nonchalantly. I 

remind you, we sat there as three: me, my husband, and our 8-month-old baby. I 

was a new mom, holding my baby and being told that there was no shame in 

ending the life of his brother, Maxwell. He had a name; he was Max. He was our 

son, not some unspecified blob of tissue. He had fingers, toes, and the cutest 

little profile. 

 

My husband was the first to react, and did so rather abruptly. He informed her 

that abortion was not an option, that we would not consider it, and I felt he was 

very clear. We moved on with our conversation, discussing the process and risks 

of the amnio. She told us it would take about a week for the Karyotype to come 

back, and that we would have some time to think about our ‘options’. We signed 

some forms and went in for the amnio, because in our minds if chances were one 

in three that our child would have Down syndrome, we would like to prepare, just 

like finding out whether our baby was a boy or girl. Maybe she misinterpreted our 

intent when we accepted, because again the subject of termination came up and 

my husband became angry. He asked her to ‘stop talking about that’ because we 

were becoming offended. He explained, ‘This is our son, Max’. 

 

We had the test and waited the week for results. It was a long week and we had a 

lot of thinking to do about our future, brother Noah’s future with a special needs 

sibling, Max’s future and what it would be like to have two babies, one of whom 

was sick and facing challenges that other babies might not. We did NOT consume 

ourselves wondering whether it would be better to terminate our pregnancy. 
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When the call came, I sat in my boss’s office on a work day and shut the door so I 

could hear the results. The genetics counselor delivered the news in an apologetic 

tone: ‘The karyotype shows that your baby has Trisomy 21, three of the 21st 

chromosome, commonly called Down syndrome’… I must have been silent, 

because she continued on to ask whether my husband and I had given any more 

thought to ending the pregnancy, reminding me that if we had changed our minds 

it was still not too late and we should not feel bad about our decision. I didn’t 

know what to say. It’s as though that theme would not go away. 

 

If it wasn’t upsetting enough to learn that my child would face a lifetime of 

challenges that other children do not, I also felt anger at the coldness I was 

sensing. She never referred to Max by his name. While she showed compassion 

for me, she did not show compassion for Maxwell. It was as if he didn’t exist to 

her. I think I got off that call more upset about the delivery than the content of 

the delivery, because I was going to have to tell my husband about the 

experience, and that Maxwell had Down syndrome, and that termination came up 

again. And I knew he was going to be livid. He was, and in a moment when I 

wanted to connect with him I couldn’t, because he was focused on how angry he 

was. It was not an ideal situation. 

 

We talk about that delivery from time to time now, and to this day, my husband 

gets beads of sweat on his forehead and gets very agitated. He takes the 

opportunity to remind me of how angry he was and how he wanted to teach that 

genetics counselor a lesson about the value of human life. And years later, here 

we are doing just that, we hope. Please understand that we get the fact that 

some mothers are not attached to their fetus, and not willing to prepare for a life 

with a disabled child, but many are, and they need a different kind of compassion 

and support. The kind that tells them, ‘Things are going to be OK, it’s good to have 

time to think about what this means before he’s born and needs surgery, so that 

delivery day can be full of joy as it should be, and you can focus on his health’; 

‘Children with Down syndrome live very good lives’; and that ‘There are moms to 

talk to who have been through it all before, and you will love connecting with 

them… Here’s how’.  That’s what we needed. 
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Rebekah’s Story 
 

“When I was pregnant with Leiliana, we had just suffered two miscarriages and 

were trying to finish our family, hoping for a girl. I remember sitting in the room 

with my husband after the ultrasound, waiting for the doctor. We were so excited 

that she was a girl and couldn’t wait to see her tiny baby feet and bitty nose. 

When the doctor came in so somber, our excitement bubble burst. Our confusion 

turned to devastation as she explained our baby’s head was full of fluid without 

any detectable brain matter. She remained vague and referred us to a maternal 

and fetal medicine specialist. Sitting in uncertainty for a week was agonizing. 

When the specialist scanned my baby’s head, he informed me she had 

hydranencephaly and an encephalocele. It took me months to learn how to say or 

spell those words, and I did not understand or remember them at the time. What 

he did make clear was that my baby would likely not survive out of the womb for 

more than a day or two and I needed to act quickly if I wanted to abort.  

 

He asked me three times in that visit about my decision to abort before I told him 

point-blank that I would not. I was still reeling from the shock, focused more on 

trying not to cry than grappling with a life and death decision. In the coming 

months, I grieved my baby, even as I felt her kicks and rolls inside me. I gave away 

all of our baby clothes, buying only a dress to bury her in. For me, carrying her 

was worth the one day I hoped to get with her.  

 

I was referred to a pediatric palliative care doctor, social services, the hospital 

head nurse and our case became a hot topic in the OBGYN office. At no point did 

anyone think to suggest that since this was a very rare brain condition, I should 

talk to a neurosurgeon or neurologist. Every doctor we associated with followed 

the lead that the maternal-fetal medicine doctor gave. In hindsight, it is appalling 

that so many were willing to follow the lead of this man when he was diagnosing 

our baby with a very rare condition that he had no expertise in. How I wish 

anyone had told us to meet with a specialist who would know more!  

 

When I told my obstetrician that I wanted a C-section, because given her head 

size and condition I was concerned delivery would be too traumatic for her, my 
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wishes were disregarded. They said they didn’t want to cause extra risk for me 

since the baby wouldn’t live anyway. When we were 37 weeks, another 

ultrasound showed her head was nearing maximum size to fit through the birth 

canal, so we induced labor. I labored for a day before doctors came to the 

conclusion that she was too big and I would need to have that C-section after all. 

When she was born, she was screaming and scored a 9 on her APGAR test. She 

nursed within the first few hours of birth and shocked all of the doctors by 

showing every sign of thriving. This is when doctors finally sought out advice from 

neurosurgeons, while cautioning us that the best-case scenario was probably only 

a few years of severely disabled life. We were so scared by the prognosis the 

doctors were still giving, saying that we would have to leave our baby behind in 

the hospital in order for her to see the neurosurgeon, though her days were so 

few. So, it was weeks before we had the courage to meet with the neurosurgeon 

ourselves. The news was astounding. Our baby has a less rare but very livable 

condition, hydrocephalus. While it would mean surgeries and developmental 

delays, it was by no means a death sentence.  

 

Leiliana is over a year now and she still astounds doctors with how well she is 

doing. In a day and age when a fetus can be discarded as quickly as a failed 

science experiment, it is essential that we are confident medical professionals, 

and parents, have all of the information needed to make these important 

decisions. The human body is a complex system and no one doctor can be 

expected to understand every condition a body can have, but every doctor should 

have the humility to refer the parents or patients to someone who knows better, 

who can help them learn more.” 
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Shirley’s Story 
 

“I am willing to share my story of getting a diagnosis for my daughter, Ashley, now 

24, with an extremely rare genetic disorder described as a partial trisomy of 

chromosome one.  

 

Ashley was my second daughter and there was no indication of any problems 

during the pregnancy other than the fact that she didn't move very much. I was 

30 years old, and her sister was 21 months old, at the time of Ashley's birth. I felt 

like something was not right as soon as she was born. She was born with a club 

foot after a C-section and because I already had a child, I was comparing her to 

her sibling. Her facial features were different with a wide nasal bridge, low set 

ears, and a small jaw with a high arched palate, and she didn't have the normal 

Moro reflex when I tilted her back to breastfeed. (I didn't know the name of the 

reflex at the time but I knew it was not there and even asked the nurse about it 

who ignored me.) Her head was abnormally large and her neck muscles were very 

weak so she didn't have any head control, even at 4 months old. 

 

At every appointment I kept raising concerns that she wasn't reaching the normal 

milestones and I was told that I should just give it time by her pediatrician. I felt 

like I was going crazy, thinking there was something up with her and being 

dismissed. The nurse who helped change Ashley's cast for the club foot at a 

Shriners Hospital was the only medical professional who agreed with me that 

something was amiss. Ashley approached six months old, a CT scan was finally 

ordered because of her large head circumference. They thought she might be 

hydrocephalic. By then, the nurse at Shriners had arranged for genetic testing 

when I continued to voice my concerns. The neurologist who explained the results 

of the CT scan was the doctor who finally told us that Ashley's brain scan was 

abnormal. When I asked him what that meant he just said, ‘She will have to go to 

a special school.’ That was it. He didn't have any more information as far as I 

remember. 

 

The next day, the genetics clinic called and asked to meet in person and so I knew 

they had found something. They did a better job of explaining her condition but 
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there was still very little information available because few children with this 

abnormality survive the pregnancy. I decided to change pediatricians at this time 

and got Ashley's medical records. In it there was a note saying that ‘mother is 

hyper-attentive.’ That was the pediatrician's reason for dismissing my concerns. 

The genetics clinic was more positive because they said that since her condition 

was so rare, anything was possible and that ‘She will write the book on trisomy 

one.’ He didn't pretend that her development would be typical, but he said that 

he couldn't say what she would or would not do and that like with my other 

daughter, we would just enjoy watching her grow up. 

 

When Ashley was two, she had a tonsillectomy. I told the ENT the next morning 

that she was not acting like herself and he sent her home anyway. My regular 

pediatrician was out because she had just had twins, so I took Ashley to see one 

of her colleagues the next morning because she had a fever and was not drinking. 

They said it was normal. I returned that night, then again the next day, and saw 

different pediatricians who all said there was nothing to be concerned about with 

Ashley. The next morning, Ashley's lips were turning blue and I rushed her to the 

ER. They told me to take her home, and so I called my pediatrician at home 

because she was a personal friend and I said, ‘Ashley is dying and they won't treat 

her.’ She came right away and found out that Ashley was septic, had pneumonia, 

and was in respiratory distress. The pediatrician intubated her and got her flown 

to a major medical center where she recovered quickly once treated. I am sharing 

this because the pediatrician later told me that the ENT who had sent Ashley 

home had told her that ‘he was doing me a favor by not treating Ashley’ because 

her life would be such a burden on me and was not worth living.” 

 

 

 

 

 

 



15 
 

Regan’s Story 
 

“Ethan was not diagnosed with cystic encephalomalacia until he was nine weeks 

old. Of course, we had never heard that term before. ‘Encephalomalacia’ means 

softening of the brain. So, there we were in the ICU with our infant, waiting for 

answers after the day began with a string of seizures. When a neurologist finally 

came in to give us some answers, he told us that Ethan’s brain was not typical, 

and that he was, in fact, missing an important part of his brain... the front section 

on the left side. We never found out why or how this happened to Ethan. On that 

day, we were stunned and terrified. I pressed the doctor, asking why Ethan had 

appeared healthy previously. His answer will ring in my ears for the rest of my life, 

‘It doesn’t take much to be a baby.’ At that moment, I believed that I had lost all 

of my dreams for Ethan forever. It broke my heart. Thankfully, Ethan himself 

proved that he was much, much more than just a baby. He had a fiery and 

stubborn personality and he was funny, opinionated, and loving and absolutely 

wonderful. I guess doctors can’t really tell you about the unexpected joy and 

depth of happiness that comes with parenting a child with disabilities. I wish they 

could, because everyone starting on this road is already filled with fear and grief. 

What we really need is hope.” 
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Stephanie’s Story 
 

As narrated to ABLE NH 
 

After four days of labor and birth by cesarean section of her son in 1985, the baby 

was whisked away and the staff conferred together. Then the doctor approached 

the table and said: “The good news is that we don’t think your child is going to die 

immediately. The bad news is, we think he has Down syndrome.” Then, she was 

wheeled into the recovery room. Cold and alone, she felt a great deal of shame as 

she processed this information and worried about how her husband and family 

were going to take the news. 

 

After the initial diagnosis at the hospital, Stephanie’s experience was more 

positive. The local pediatrician they had picked for her son sent a staff member to 

the hospital to meet her and see the baby. An early follow-up appointment was 

set up, and the doctor referred the baby to a genetic clinic in a nearby city for 

evaluation and genetic testing, and offered help and support to establish 

breastfeeding and weight gain. He arranged a meeting with another family in his 

practice who had a charming nine-year-old with Down syndrome. This experience 

was comforting to Stephanie and her family on their diagnostic journey, and 

helped them to see that they were not alone. 

 

Stephanie’s advice to doctors is that when making a diagnosis of a disability, 

parents should receive this information together if at all possible and given time 

to process it. Additionally, the moment of diagnosis is an opportunity for 

providers to share support, validation, and encouragement rather than just 

delivery of the news, and they should have some awareness of the shame and 

fear that hearing news like this might bring. Stephanie applauds the medical 

school programs that offer students the opportunity to interact with children with 

disabilities and their families as part of their medical training. 
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Tom’s Story 
 

As narrated to ABLE NH 

 

Tom was born in Massachusetts in the 1960s and grew up in New Hampshire from 

the age of 2, onwards. He believes that he was probably diagnosed with his 

disabilities as a child, but that his parents kept this information from him. His 

mother did not want to hear that anything was “wrong” with him. This shame and 

stigma surrounding disability meant that Tom was forced to try to do everything 

like his nondisabled peers, with no accommodations. Tom shares that at the time, 

many of today’s disability supports did not even exist. You were either allowed to 

attend public school and “tough it out,” or you were “dumped at the Laconia 

State School.” 

 

While Tom’s disabilities were not acknowledged in a way that gave him access to 

supports and accommodations, he shares that his peers still noticed he was 

different both cognitively and physically. He was on the receiving end of a lot of 

bullying, and was frequently called the “R” word. Tom struggled to participate 

with his peers in gym class, and wasn’t able to play sports. Through Tom’s 

younger adulthood, doctors seemed to miss his disabilities. He struggled to keep a 

job but didn’t understand why, and became severely depressed. 

 

 It wasn’t until well into adulthood that a local doctor suggested Tom was likely 

autistic. He was diagnosed with both autism and cerebral palsy in his late forties. 

Tom shares that his diagnosis experience was validating. After years without 

answers, he finally knew why he had found it challenging to maintain 

employment, and understood his childhood experiences. The doctors he saw 

during this time answered his questions, helped connect him to support and 

advocacy networks, and shared resources that would end up being very helpful to 

Tom, like the Meals on Wheels program. Now, Tom is also working to get access 

to supports like in-home supports through Medicaid. 

 

Tom believes that doctors need to be better educated on the needs of people 

with disabilities as they age. In his case, cerebral palsy has led to post-impairment 
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syndrome, which has significantly impacted his mobility. This is a common 

condition in adults with cerebral palsy, and Tom thinks that when the focus of 

disability-related medical education is only ever on children, doctors don’t learn 

well how to support disabled adults. He says, “we forget that disabled children 

grow up to be disabled adults.” 

 

Tom thinks that doctors can do better by listening. If he had been listened to 

sooner, he could have received a much earlier diagnosis and been connected to 

supports. People with disabilities know a lot about our bodies and how they 

function, and our experiences should be believed. If Tom had received an earlier 

diagnosis, he says that he could have been connected to the physical therapy and 

other supports that he needed when he was younger. He also could have 

requested accommodations in the workplace that would have helped him to keep 

his jobs, and he would have been able to help people in his life understand how to 

better accommodate him. Tom also suggests that healthcare providers attempt to 

understand how their patients with disabilities perceive the world. They should 

present information in ways that we can understand, and take the time to do 

that. 
 

Finally, Tom wants doctors to know that parents’ attitudes toward disability can 

profoundly impact their children’s lives. Because of the stigma that Tom’s parents 

perceived around disability, they did not share his diagnoses with him as a child, 

which prevented him from accessing supports or understanding why he was 

different. When a doctor makes a diagnosis, they have a unique opportunity to 

influence a parent’s views of their child’s disability, depending on how they 

deliver that news. 
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Lori’s Story 

 
“Immediately following the birth of our son, the doctors congregated outside my 

hospital room debating whether or not our baby had Down syndrome. My 

husband followed them out, wanting to know what was going on and if there was 

anything wrong.  The obstetrician came back into the room and informed us that 

the NICU nurse suspected our son had Down syndrome.  I had recently read an 

article about the Area Agencies, so I asked about a referral. I was in a bit of shock 

about the news and running on autopilot. About five hours later, the nurse came 

into my room to tell me that they needed to bring the baby down to the NICU 

because he needed a slight whiff of oxygen. Later that day, they told us that they 

were pretty sure he had Down syndrome and pointed out the characteristics that 

supported it.   

 

At birth, he did not present as having low muscle tone, but 10 hours later he did, 

and to demonstrate it, the doctor picked the baby up from a lying position by his 

hands (just towards a sitting position) and his head flopped back (I was alarmed 

that they didn’t even try to cradle his head). They pointed out a few other 

characteristics. We wouldn’t get back full confirmation of the diagnosis until the 

test results from the umbilical cord came back. The nurses gave me a book to 

read about what to expect for families with children who have Down syndrome. 

The book did strongly encourage families to keep their babies at home with them 

(not keeping my baby never occurred to me – the alternative wasn’t ever an 

option). They sent me home, but kept our baby for two additional days. 

 

When we went back to the pediatrician’s office for our first appointment, they 

tried to give us a nurse appointment, but we insisted on seeing the pediatrician 

because we were expecting the test result on whether or not our son had Down 

syndrome. The doctor confirmed the diagnosis and showed us the chromosome 

results – he had the standard Trisomy-21. Healthwise, we were very fortunate, 

but we did go for a hearing test at 5 days old, we were going for an ultrasound on 

his heart as a precaution, and we were repeating the heel prick as he wasn’t quite 

the minimum 24-hours old when they did it at the hospital.  The pediatrician told 

us that we would need to get an X-ray of his neck when he is older to make sure 
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he didn’t have atlantoaxial instability, which she said could cause him to become 

paralyzed if he fell while climbing. She told us that he’d have a shorter life 

expectancy – in his thirties and that he’d probably be able to count to 10, but 

likely not much more.  That was quite devastating news.  She was an excellent 

pediatrician medical-wise, but I think her information related to the diagnosis was 

very outdated. Of course, I didn’t know that at the time.  

 

When the nurse from the hospital called me at home to follow up and see how 

we were doing after being released, I remember being upset about a fact I read in 

the book they gave me stating that over 99% of males with Down syndrome are 

sterile. When I talked with the nurse about that, she told me that was nature’s 

way of making sure he didn’t reproduce (and have more babies with Down 

syndrome). That comment was certainly not comforting in any way and I 

remember thinking it was inappropriate. FACT: 30% of Females who have 

Trisomy-21, are fertile and they have a 50% chance of having a child who also has 

Down syndrome.” 
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Sarah’s Story 

 
“Our family has been fortunate to have so many wonderful doctors and nurses in 

our lives. Our daughter experienced a significant birth injury so we knew right 

away that our trajectory wouldn’t be typical. The care we received at the NICU in 

Dartmouth was top notch and I am in awe of the professionals who work with 

parents who face losing a child to life-threatening medical conditions.  

 

While we were told that we might have to start making some serious decisions 

about our daughter, we are thankful that her condition in the NICU stabilized and 

today she is a happy and social third grader who enjoys sleepovers with her 

friends and going to the movies. Math is her favorite subject. Angelina 

experiences Cerebral Palsy and a seizure disorder: she eats via g-tube, and 

communicates with eye gaze.  

 

In the NICU, my husband and I did a lot of thinking about the value of life and 

physical suffering. It’s a theme we revisit time and again-- for example, today we 

are in the hospital while Angelina recovers from a painful surgery that will 

hopefully improve her overall quality of life. The voice of the medical professional 

in these situations is one of the primary ways we orient ourselves in the 

experience. The first question is about ‘What’s best for Angelina’ and the second 

is ‘What is the doctor saying?’. 

 

Overall, we have had so much humbling support from the caregivers around 

Angelina-- with a positive message about individuals who experience challenging 

medical situations. However, one moment for growth really stands out to me: 

about six months after discharge from the NICU, I thought I was taking my baby 

for a regular check-up and a doctor on the periphery of our medical team casually 

mentioned Angelina’s Cerebral Palsy diagnosis. She was under the impression 

that someone had already told me about Cerebral Palsy and that I was aware that 

while Angelina couldn’t be formally diagnosed until she was a little older, that CP 

would be the primary diagnosis.  
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Previously, our family had made sure that any major appointment would have at 

least two adults present-- mostly so that no important information got lost. That 

day, I don’t even remember anything else the doctor and I spoke about. I just 

remember not being sure if I could drive us home safely because I was crying and 

shaking so hard. The world that that doctor had held up, even briefly, was so 

different from the child-centered strengths perspective that her medical team at 

Dartmouth had modeled.  

 

Perhaps the moment stands out because I had been so focused on survival up to 

that point that it was the first moment I considered the negative side of just still 

being alive. I definitely think providers should be mindful of the moment a loved 

one receives a diagnosis that changes the way we see our lives. It would be 

helpful if framing in this moment is strength-focused. It will never be easy to face 

conditions that limit or threaten a loved one’s health, but I thank the doctors who 

are diagnosing conditions right and encourage them to continue educating their 

peers and medical students that disability is a natural part of the human 

continuum.” 
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Kerry’s Story 
 

“When I was pregnant with Ty, we lived in Virginia and were followed at Eastern 

Virginia Medical School by their high-risk team. I had declined all typical genetic 

screenings at 12 and 18 weeks because I was 25 and it wouldn't happen to me! 

Starting at 22 weeks, they found a moderate VSD through fetal-echo, which led to 

non-stress tests twice a week and weekly ultrasounds. Each week they found 

something new - chylothorax, dilated brain ventricles, suspected craniosynostosis 

and slowed fetal growth. I was told that all of these indicated a chromosomal 

abnormality of some kind, though they said it did not look like Down syndrome. I 

was put on bedrest because Ty wasn't growing very well and I was expected to go 

into preterm labor.  

 

At 31 weeks, we were sent to a geneticist who handed me some pamphlets on 

chromosomal abnormalities and was asked to schedule an amino to confirm a 

diagnosis. They said the amino would likely put me into preterm labor, but if it 

came back positive for an abnormality, I could terminate the pregnancy. It was 

presented so matter-of-factly, like they terminated the lives of nearly full-term 

babies all the time. We were horrified and declined immediately. There was no 

alternative information presented to us, or other options. A few days after that 

appointment we saw our high-risk doctor again, who in front of us asked the 

nurse, ‘they declined the amino?? Why would they decline?’. He was obviously 

annoyed with our decision.  

 

Ty was finally born at 38 weeks, totally healthy with a Down syndrome diagnosis. 

He spent 5 days in the special care nursery for monitoring. On the day we were 

going to take him home, a geneticist came in again to check in before we left and 

started rattling off everything that could possibly go wrong with our son. I kind of 

ignored her, and she finally said, ‘This is really serious you know!’ I told her I'd 

read up on it later, but for now I was taking my son home. I hated her, and hated 

that she was even present on that day that was supposed to be so exciting for us. 

We haven't seen a geneticist since, and life has been good! My biggest advice to 

new doctors entering the field would be to look at the humans in front of you, 
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who are anxiously awaiting the arrival of their new baby, or are deeply in love 

with their newborn. Have a heart, and speak to them with empathy.” 


