
For the best experience, open this PDF portfolio in
 
Acrobat X or Adobe Reader X, or later.
 

Get Adobe Reader Now! 

http://www.adobe.com/go/reader




PANEL MANAGEMENT 
SUBCOMMITTEE


UPDATE


1. Met December 11th


2. John Bernat provided an updated overview of Pompe 
and MPSI newborn screening


3. Review updates from the December 1st ACHDNC 
meeting


1. Decision matrix review
2. Current status of implementation of recently added conditions:  


CCHD, Pompe, MPS1, X-ALD, and SMA


4. Next meeting February 5th


1. MPSI & Pompe discussion
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Family Contact Calls
Georgianne Younger, MS, LGC



Presenter

Presentation Notes

I’m Georgianne, and I am a genetic counselor that joined the NBS team in July. Part of my role with newborn screening has been performing family contact calls to the families of babies who receive an abnormal newborn screening result that requires confirmatory testing.







Background


Baby is born


Dried blood 
spot card 


collected and 
sent to SHL


Lab evaluates 
for >50 
genetic 


conditions


Abnormal 
result 


disclosed to 
STFU team


STFU notifies 
baby’s PCP


PCP calls 
family


Additional 
labs collected


Interpretation 
of labs


Referral 
placed to 
specialist


Baby sees 
specialist
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STFU gives recommendations to PCPPCP contacts familyFamily experiences MANY emotions following the initial phone call from their PCPGap of time between notification and appointment with a specialistConfusion, fear, shock, anxiety, worry,In this time window, families may have questions that the PCP can’t answer or they may be overwhelmed and think of questions later. Gap between notification from PCP and appointment with a specialist where they can receive more in-depth education.







GOAL:


To relieve parent anxiety







New Initiative


Baby is born


Dried blood 
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INSP has implemented a new initiative.  (family contact call)Call ~24 hours after PCP notified of abnormal NBS. Verify results were disclosed, assess parent anxiety, and determine any known barriers.







Family Contact Call


Review 
newborn 
screening


1
Review patient’s 
abnormal result 


(briefly)


2
Answer parent 


questions


3
Review next 


steps


4
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COVER DISEASE SPECIFIC TALKING POINTS – ex frequent feeding with FAO disordersNOT genetic counseling







First 4 Months
Condition Category 2020 2021


Hemoglobinopathy 5 3


Biotinidase 0 0


SCID 1 0


Cystic fibrosis 11 0


Galactosemia 0 0


Organic acidemia 5 0


Fatty acid oxidation 16 4


Amino acidemia 9 1


TOTAL 47 8


• In the process of adding endocrine disorders to our work-flow
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Started end of September, 2020







Parent Questions
“Is this a 


diagnosis”
“What is the chance that 
she has it”


“When 
will we 


know the 
results of 
the labs?”


“Will the labs give a 
diagnosis”


“What additional tests are 
needed?”


“Which 
specialists will 
my baby need 
to see if they 


have it?”


“When will the 
appointment be?”
“What does treatment look 
like?”


“Is this 
serious? 


Should we be 
worried?”
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Essentially all parents I have talked to are concerned, and differ in the way they process that concern.Many families ask if the baby has a dx, and when they’ll know the results of labs/additional testingMany families say they are trying not to stress and worrySome don’t have additional questions 







Patient Case


10/5 – Baby flagged “possible cystic fibrosis.” PCP notified
10/6 –Baby referred to Blank Children’s Hospital. GC called PCP. 
10/6 – GC called family 
10/6 – Parents called back with questions
10/7 – Parents called back with questions
10/8 – Parents called back with questions
10/15 – Sweat test. QNS
10/27 – Sweat test. QNS
11/12 – Sweat test. Carrier status
11/13 – Genetic counseling by phone
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9-10 days between PCP notification and appt with specialist. (and the 15th was after they moved it up due to parent anxiety!)They also emailed.Family was very appreciative. We were able to build a relationship throughout this process.







Challenges:


• Babies in the NICU
• Miscommunication
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NICU: Twins flagged for MMA/PA. Called NICU nurse after confirmatory labs were back showing baby had false positive. Asked nurse to give family my name and number if they have questions. Mom called, and we spoke for 5 minutes.between INSP team, PCP, and familyGY (Hb H): Nurse thought results had been disclosed, and they weren’t – “what’s wrong with my baby?”Jenny (HbVV/HbDD): nurse said parents knew they were carriers. Parents had never heard of hemoglobin or D trait.GY (CF): family thought possible CF when it was definite CF







Take-Away Points:


• Call addresses the gap between result disclosure 
and follow-up with specialists


• Families are appreciative of the phone call
• Parental anxiety varies
• Level of understanding varies
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I have received return phone calls with additional questions RE the condition and RE lab results/interpretation etc.- Gives them someone embedded in NBS to call







Thank you!
georgianne-younger@uiowa.edu


Ph: 319-678-6947
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I’m Georgianne, and I am a genetic counselor that joined the NBS team in July. Part of my role with newborn screening has been performing family contact calls to the families of babies who receive an abnormal newborn screening result that requires confirmatory testing.
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Congenital and Inherited Disorders Advisory Committee 
Minutes 


January 22, 2021 
12:00 p.m. to 2:00 p.m. 


Webex and conference call 
 


M i n u t e s  
V i d e o  r e c o r d i n g  o f  t h e  m e e t i n g  i s  a v a i l a b l e  a t  


 
https://idph.webex.com/recordingservice/sites/idph/recording/7d07695ba7ab4c3bb1303cdeb20b0f8d/pla


yback  
 
Members Present 
 


Members Absent Others Present 


Adam Brown Jennifer Nutt Kimberly Noble Piper - 
IDPH 


Barbara Pappas Amanda Devereaux Georgianne Younger – U of 
I 


Carrie Bernat Dan Rowley Mike Pentella - SHL 
Stanton Berberich  Tom Scholz Carol Cross 
Kimberly VonAhsen Nate Noble David Adelman – 


Cornerstone Govt. Affairs 
Jeremy Penn Francis Degnin Jaclyn Kotlarek – U of I 
Stacy Frelund Jona Conklin Dee George 
Hannah Bombei  John Bernat – U of I 
Kelly Schulte  Tate Kappell - SHL 
Shane Austerman  Mary Schroth – Cure SMA 
Paul Romitti  Kurt Anderson – Novartis 


Govt. Affairs 
Andrea Greiner  Joyal Meyer – North 


Dakota NBS program 
Amy Calhoun  Ashley Ramirez - SHL 
Anya Prince Senator Amanda Ragan Elizabeth McDonald Blume 


- SHL 
Jeneane Moody Representative Wessel Kroeschell Abigail Parras 
  Jaclyn Kotlarek – U of I 
  David Adelman 
  Sara Allen 
  Paul Roesch 
 


Topics Discussion/Action 
Call to Order 
 


 Frelund called the meeting to order at 12:05 pm.  
 Roll call attendance was taken. There is a quorum of members 


present.  
 


Announcements Shane Austerman shared that HF50 “An Act relating to third-party 
payment of insurance benefits for medically necessary food, and 
vitamins and individual amino acids, for certain covered conditions, 
and including applicability provisions” has been introduced in the 
Iowa House and assigned to the Commerce Committee. Contact 
Austerman if you are interested in learning more.  


SMA Newborn  
Screening Pilot  
update 
 
 


Piper summarized the status of the pilot, which started July 1. 
Elizabeth McDonald Blume provided an update from the SHL – 26,427 
babies have been screened (included ND babies)since the pilot began. 
The assay is performing as expected. No cases have been identified as 
yet (one indeterminate result resulted in a normal finding after 
additional testing). Dr. Mary Schroth with Cure SMA stated that they 
are seeing incidence rates of 1:5000 to 1:25,000, with an average of 
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https://idph.webex.com/recordingservice/sites/idph/recording/7d07695ba7ab4c3bb1303cdeb20b0f8d/playback

https://www.legis.iowa.gov/legislation/BillBook?ga=89&ba=HF50





 2 


1:14,000. As more states screen for SMA, the incidence will become 
clearer.  


Subcommittee 
Review of Pompe 
and MPS1 


On behalf of Jenny Marcy, Piper summarized the work of the CIDAC 
Subcommittee for Management of the Iowa Newborn Screening 
Panel’s. review of Pompe and MPS1 for consideration for addition to 
Iowa’s newborn screening panel. The slide summarizing this work to 
date is attached. The subcommittee will review these conditions for 
their appropriateness for addition to the newborn screening panel and 
is anticipated to provide an update/recommendation at the April 
CIDAC meeting. The next step would be for CIDAC to request an 
implementation assessment (looking at the feasibility of conducting 
the screening with existing resources and determining what resources 
would be needed), then CIDAC would potentially commission a pilot 
screening program for Pompe and MPS1. This process would take 
about a year and a half.  
 


Newborn Screening 
Family Follow-up 
Calls 
 


Georgianne Younger, licensed genetic counselor with the newborn 
screening program, provided a presentation on the family contact 
program. Younger’s presentation is attached to these minutes.  


Continuity of 
Operations Plan 
(COOP) for Newborn 
Screening 


The Iowa Newborn Screening Executive Team applied for a technical 
assistance and funding grant from the Association of Public Health 
Laboratories (APHL) to enhance our newborn screening continuity of 
operations plan. Our current COOP is lab focused and does not 
provide guidance for the entire newborn screening system, including 
follow-up, referrals, family notifications, etc. Nor does the current 
COOP address national or international emergencies that may impact 
the program This work will be done by a core team of newborn 
screening program staff, with solicitation of input and expertise from 
stakeholders.  


Open Discussion Meyer asks if the newborn screening pilot does not find a case prior to 
the anticipated end date of June 30, will the program still “go live” 
with SMA screening July 1, or will the pilot continue until a case is 
found and followed-up? Berberich states since the intent of the pilot is 
to not only make sure the test performs as expected, but that the 
entire NBS process functions as it should. In order to do this, we 
would need to continue the pilot until we had at least one case from 
each state.  


Adjournment  Meeting adjourned at 1:05. Next CIDAC meeting April 23, 2021 from 
12:00 pm to 2:00 pm via Webex. 
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