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Presenter
Presentation Notes
I have no conflict of interest to disclose. I thought it was important to say that I am a mother of a child whose condition was found via newborn screening. One of the main reasons I wanted to do this project is because I have been on the other side of the phone, receiving this call. I know in a medical sense this call is not the most important part of the newborn screening process. As a parent however, this is the moment, for some, when your life changes forever. I still remember exactly where I was standing when I received this call and what was said.



Purpose

• Evaluate first contact 
regarding out-of-range 
newborn screening

• Determine who is 
contacting parents

• Evaluate information 
given to parents

• Determine what 
additional information 
parents want

https://unsplash.com/search/photos/newborn

Presenter
Presentation Notes
A few years ago I was able to attend one of the advisory committee meetings on newborn screening. After the meeting I was talking to a doctor about our newborn screening experience. She mentioned that people had an idea on what happened when parents were contacted regarding an out-of-range result but that very few people had investigated what really is said. So the purpose of this study was investigate who is calling people, and I know there is variance from state to state on what the guidelines are. The goal was to see if there were higher satisfaction numbers from a particular group of people. We also wanted to evaluate what information was given to people, the amount of time that passed from the fist contact to the first contact with a specialist, and if there was any more information they would have liked to receive.



Methodology

• Thirteen question survey through SurveyMonkey 
containing both qualitative and quantitative questions

• Study approved by Genetic Alliance IRB
• No crossing of more than two answers to protect 

identity
• Included only people whose child had had newborn 

screening after January 1st, 2014 to increase recall 
ability

• Sent out via advocacy organizations, Genetic Alliance 
and Baby’s First Test
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Presentation Notes
In order to meet our goals we developed an 11 question survey. We used SurveyMonkey as the platform. We had 11 questions because we wanted to keep it as short as possible to increase the amount of people who would respond. The average time people spent on the survey was 5 minutes. The survey was sent out through advocacy organizations. We emailed the organizations for each condition screened for on the panel. We heard back from a fair amount. Some organizations were unable to participate for various reasons. The questions were put together and then sent out to representatives from newborns screening programs and advocacy organizations to ask for suggestions. The last part I wanted to mention about this project is that the survey just recently closed so we are really just beginning to dig through the data



• 283 respondents 
• Average time spent was five minutes
• 13% of the time the child was in the hospital at the time of 

the initial contact
• 98% of the respondents had a child who was diagnosed 

with a condition

Results



Number of Respondents by State

Presenter
Presentation Notes
Here is a breakdown of number of respondents by state. States that are red had 0-4 responses, green had 5-9, blue had 10-14 and purple had 15-19
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I know this is very hard to see! So here we have the number of respondents by condition in which the child screened positive. We had a very high number of parents of children with PKU, followed by primary congenital hyperthyroidism, MCAD, VLCAD, GA-1, methylmalonic acidemia, 3-MCC and galactosemia. We were hoping to get more responses from other more common condition screened, but a lot of that came down to the ability of advocacy organization to share the survey. Since this survey was sent out through advocacy and support organizations almost all of the responses came from families who ended up receiving a diagnosis. Only five people filled out the survey who ended up being a false positive. 
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Presentation Notes
One of the main goals of this study was to determine who is contacting parents. There have been a few studies looking at how comfortable pediatricians are in describing these conditions. Those studies have found that there was a general lack of knowledge. I knew in my case I was contacted by a nurse and was curious as to how often that happened. The survey found about 50% of the time a pediatrician was the one making the call. That was followed by nurses at the pediatricians office at 16.25% of the time. Followed by geneticist or metabolic specialists. Other people who were written in were neonatologists, midwives, and 
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The next question asked respondents to rate their overall satisfaction of the information given during call. This was on a 5 point scale with 5 being very satisfied and 1 being very dissatisfied. What is shown here is the satisfaction of information given by person making the call. The three highlighted areas are where there is a statistical significance based on a 95% confidence level. Which means there is a less than 5% probability of occurring by chance or sampling error alone. A statistical difference was found when a nurse vs a pediatrician was the person making the call. You can see people were very dissatisfied 28% of the time when a nurse called versus 13% when a pediatrician called. Conversely, when a pediatrician called people were very satisfied 25% of the time verses 9% of the time when a nurse called. The weighted average of satisfaction with the information given was 3.22 when a pediatrician called vs 2.54 when a nurse contacted. The highest satisfaction came when a geneticist or metabolic specialist or genetic counselor called although there were not enough responses in that group to have statistical significance
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We wanted to see what information people were receiving during this first contact. Most people were given the name of the condition and then from there people were given varying degrees of other information. We also received a lot of write ins.



Positive responses

• Themes
• Previous relationship with physician
• Older child who already has the condition

• “... She wanted to be the first to tell us because we 
had a long standing relationship. While she didn't 
have a lot of answers she did say that she will be in 
close contact with the genetic care team and we will 
all learn together how to best move forward. I am 
very glad my first contact was not with a person I 
had never met.”

Presenter
Presentation Notes
Of the write ins there were several good experiences listed. Here is one example. One theme that came across was when people had a relationship with a physician already they tended to have a positive experience. This was the same situation in families with an older child who also had the condition. 



Negative responses

• Themes
• False sense of security
• Lack of knowledge

• “The pediatrician laughed and said he would be 
“retarded” if he had PKU…”

• “Go to the ER immediately. If you don’t your child 
will be mentally retarded. If you have questions call 
Dr ....” That was the message left on my voicemail.”

• “It’s just a bad read, your odds are better that you 
win the lottery twice than this being a thing”

Presenter
Presentation Notes
There were also some situations where people were told some pretty harsh things during the contact. Since we had such a large response from the PKU community another theme we saw was people being told their child could be mentally retarded. There were also several responses that specifically mentioned that their odd of winning the lottery are better than their child having the condition. 



Given the wrong condition

• “Given the wrong name. We were told of a similar 
condition but not the condition our child had. The 
pediatrician messed up.”

• “I was actually told the incorrect name but was able 
to figure it out on my own.”

• “We were told he’d failed the “PKU test”, but they 
didn’t actually know which condition he’d tested 
positive for since it tested for a variety of conditions.”

• “Name of condition was given but wrong.”
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Presentation Notes
There were also four people who indicated here that they were given the wrong condition during the original call.



Was there any information you wish you had 
been given during the initial contact that you 
did not receive?

• No or positive response (~30%)
• “Our doctor was extremely sensitive and supportive. In 

hard times like that, it is impossible to have all questions 
answered right away. Our doctors did the best they could 
with the limited knowledge they had.”



Theme

• Explanation lacked 
needed relevant 
information(~25%)
• Accurate websites/ 

resources (~9%)
• Availability of treatment 

(~7%)
• Support groups (~5%)
• Who to contact with 

questions (~5%)

“I would have liked an 
informed explanation. Our 
Dr. knew nothing about 
the condition and just 
said we needed to go to a 
metabolic and genetics 
hospital out of town and 
they could answer our 
questions. That led to a 
lot of online research and 
no sleep for my husband 
and I for 3 days. Worry 
unimaginable and broken 
hearts. He is a perfectly 
healthy boy thriving 
greatly.”



Theme

Feeling like there was a lack 
of knowledge (~8%)

“The initial contact I had was a 
phone call from a nurse at the 
pediatricians office. She told 
me my daughter was 
positive for PKU (she was 
pos on NBS for MCADD). 
She could give me no 
information aside from 
scheduling with the 
pediatrician that afternoon 
and to take my daughter to 
the ER if I became 
concerned for her. She 
wasn’t very compassionate 
and had zero information to 
provide to us aside from the 
fact there were 
abnormalities seen.”



Theme

Lack of empathy(~7%) “Yes, I wish the person 
contacting had been 
understanding of the 
severity of the news I was 
being given, had given 
some information about 
what was happening and 
what his possible outcomes 
were.”



Conclusion

• Major themes
• General feeling that more information or a place to find 

accurate information is needed
• Once families were connected with the specialist people 

felt they were given the answers they needed

Presenter
Presentation Notes
I was really only able to give you guys a very brief overview of the responses we received. The responses people had were so heartfelt I wish I could read them all! The goal going forward is to be able to dig a lot deeper into this data as we have really only scratched the surface. 



Next Steps

• Deeper analysis of the data
• Should there be protocols on who from the PCP office 

contacts families?
• What other ways can families receive the information 

they need?
• Video series?

Presenter
Presentation Notes
Going forward it seems like there is need to do a more in depth study. 



Thank you for your help!
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I could not have done this study without the support of Baby’s First Test and Genetic Alliance for giving me the opportunity to pursue this study! They have helped and encouraged me every step of the way. I also want to thank Cindy Ingham who ran the Vermont newborn screening program and has helped me so much with this project. I also could not have done this without the amazing support of advocacy organizations sending out the survey to their memberships. Thank you!



Visit BabysFirstTest.org to Learn More  
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