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Importance: High

Hello Priority 2 Workgroup Members

At the suggestion of your workgroup leads, the meeting for this month has been cancelled.

However, there are 3 items we need your help with and right away.
1) Please review and comment on the Poster that Sue will be presenting (ICIEM) on behalf of

the workgroup. We need your comments by end of Business Monday August 24 to allow

adequate time a)to consider and include comments/recommendations/edits, b)for review
by HRSA (our funder) and c)for printing. (Attachment posterlCIEM.ppt)

2) Please review and comment on the Dialysis Revisions discussed during the July
Telemeeting. Workgroup consensus was desire to see the compiled changes before
forwarding to DocSite for inclusion in the IBEM-IS. Comments will be accepted through

Wednesday, August 26th. (Attachment Dialysis questions rev.08-18-09.doc)
3) Please complete and return the attached Center and Provider Information Sheet for
MEMSCIS. (Attachment Centers and providers info sheet.xls)

o Following the series of R4 State Stakeholder meetings and national meetings R4
was represented at this spring, we have had a great influx in requests to use
MEMSCIS. Although patients can initiate enrollment, MEMSCIS requires a provider
center to be selected prior to a password being issued to the enrolling individual.
This process ensures that the clinic and clinician are notified that a patient has
initiated use of the MEMSCIS Electronic Health Record.

e |n addition to provider information, the form collects information on the clinic. Of
great importance is a contact email so that your clinic is notified when a Primary
Care or Parent/patient is initiating enrollment into MEMSCIS.

e The MEMSCIS Coordinator is able to take the information provided on the form and
enter it into the MEMSCIS system so that when enrolling a patient, it is only
necessary to locate the appropriate clinic and provider from drop down menus,
rather than entering the information in a text box and online form.

e Even if you currently are not using MEMSCIS with a patient, providing the
clinic/provider information on the attached form will ensure your clinic and
appropriate providers are listed in the system, making the system ready to accept
patients from your clinic when you are ready to use MEMSCIS.

Thanks! Enjoy your reprieve from telemeeting!
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		Provider’s demographic information for EIF (Providers who need access to create/edit EIF)

		Contact Type: (physican, RN, Parent, etc)

		Primary Health Provider (Yes, No)

		Specialty

		Title:

		First Name:

		Middle Name:

		Last Name:

		Suffix:

		Address:

		Hospital Name:

		Street Address:

		City:

		State, Postal Code:

		Contact Information:

		Home Phone:

		Emergency/Pager/Cell Phone:

		Work Phone:

		Fax:

		E-mail:

		Primary Language:

		MEMSCIS Healthcare Entity Information

		Organization name

		Nickname to appear in MEMSCIS

		Contact Person:

		E-mail address:

		Mailing address

		phone #s

		Fax

		Specialty area
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Proposed addition to all ENROLLMENT surveys (with exception of Galactosemia and Biotinidase):


Has patient ever been on dialysis?  

(pick list) Missing/unknown data, yes, no


If patient ever been on dialysis, 

(check boxes/check all that apply) 

specify type




Missing/unknown data, 








N/A – no history of dialysis, continuous 


hemodialysis, intermittent 


                                                                         hemodialysis, continuous peritoneal 

                                                                         dialysis, intermittent peritoneal dialysis 


If patient has ever been on dialysis, 

(pick list) Missing/unknown data, N/A – no 

specify reason




history of dialysis, hyperammonemia, organ 

                                                                        failure


Age (in days) at time of initiation of

(integer, units = days) 


dialysis (enter 99999 if unknown or


N/A)


Duration (in days) of dialysis (any type) 
(integer, units = days)


(enter 99999 if unknown or N/A)


Number of different episodes during

 (pick list) Missing/unknown data, 0,1,2,3,4,


which dialysis (any type) was used 

5,6,7,8,9,10,>10)


prior to enrollment in IBEM-IS
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 Short-term outcomes in medium-chain acyl-CoA dehydrogenase (MCAD) deficiency: 

Use of a long-term follow-up database 

Inborn Errors of Metabolism-Information System

Region 4 Genetics Collaborative 

Michigan Public Health Institute, Okemos, MI, United States



Abstract

		To improve outcomes from newborn blood spot screening (NBS), metabolic clinicians in states participating in the HRSA-funded Region 4 Genetics Collaborative (IL, IN, KY, MI, MN, OH, WI) agreed that they would collaborate in gathering data about children after NBS. Our initial goals from this activity were twofold: we wanted to show that metabolic practitioners could efficiently gather information about patient outcomes in a systematic fashion and we wanted longitudinal information about clinical outcomes after NBS. We initiated data collection in January 2007 with a focus on MCAD deficiency. We wanted to test the hypotheses that children with the highest C8 screening values would be most symptomatic with a secondary question regarding the nature of mutations found in these children with the hypothesis that the highest C8 values would be found in children who are 985 A>G homozygotes.

		

Results: As of May 2009, 42 infants ascertained by NBS (with C8 as the informative value) had entries with information about lab abnormalities or other symptoms at the time of initial metabolic presentation. Of the 21 patients with the lowest C8 values (range 0.4-8.69, “lo”) 17 had 2 mutations ascertained; 5 were 985 A>G homozygotes. Of the 21 patients with the highest C8 values (range 8.97-38.8, “hi”) 16 had two mutations ascertained; 11 were 985 A>G homozygotes. Of the 21 lo range patients, one was noted to have abnormal liver function tests, one had respiratory distress due to prematurity, one was admitted for possible apnea but apnea was not confirmed. All others had no labs done, no abnormal labs and/or had no symptoms. Of the 21 hi range patients, six had either a lab abnormality or symptom (lab findings: (lab values suggesting) dehydration, hypoglycemia, elevated liver function tests; symptoms: loose stools, fever, pallor, limp, poor breast-feeding.) Of these, three had both a lab abnormality and symptom.

		

We conclude that a long-term follow-up database can be successful in ascertaining systematic data about shortterm follow-up for children with inborn errors of metabolism. Further, though preliminary, higher C8 values on NBS for MCAD deficiency are associated with a higher risk of being 985 A>G homozygote and having a

symptom or lab abnormality at the time of NBS. 



		Supported by HRSA MCHB U22MC03963 – Priority 2 Project: Follow-up Activity



Region 4 Collaborators: 

our Priority 2 Project Workgroup

Metabolic Clinicians and State Health Department NBS Specialists 

		Illinois

		Indiana

		Kentucky

		Michigan

		Minnesota

		Ohio

		Wisconsin



…….

		Heartland Centers (Missouri, Oklahoma, othersxx [confirm all])



Hypotheses developed to assess initial data collection on MCAD deficiency patients

		Children with the highest C8 screening values will be most symptomatic

		The highest C8 values will be found in children who are 985 A>G homozygotes



Methods for collecting project data using the IBEM-IS

		Obtain prospective informed consent

		Ascertain data as clinic visits begin

		Gather data elements for initial presentation “enrollment” and at each visit “interval”

		Enter data at each clinic visit via web-based entry forms.



R4 cumulative enrollment Feb-Jul 2009: Analysis from all enrollments

		42 infants ascertained by NBS  (C8 as informative value) 

		Report from system sought data about lab abnormalities or other symptoms at the time of initial metabolic presentation. 

		(many had genotype done; data sought in report)

		Stratified by C8 values

		Bottom half “lo” range 0.4-8.69 uMo/mL

		Top half “hi” range   8.97-38.8  uMo/mL



Higher C8 values on NBS are associated with more symptoms/laboratory findings

		“lo” range patients: 18 had no labs done, no abnormal labs and/or had no symptoms

		1 - abnormal liver function tests; dehydration

		1 - respiratory distress due to prematurity

		1- admitted for possible apnea but apnea was not confirmed, poor feeding. 

		“hi” range patients: 14 had no labs done, no abnormal labs and/or had no symptoms

		1 – loose stools

		1 – dehydration and irritablity

		1 – fever, irritability and hypoglycemia

		1 – pallor, limp, poor feeding, hypoglycemia

		1 – poor breast feeding, lethargy, hypoglycemia, uric acid elevated

		1 -  hypoglycemia

		1 - Jaundice



		



Infants with “hi” C8 value on NBS are more likely to be 985 A>G homozygotes  

		Lo range infants 

		17 with two mutations

		5 were 985 A>G homozygotes

		Hi range infants

		16 with two mutations

		11 were 985 A>G homozygotes



Conclusions

		Higher C8 values on NBS are associated with an increased risk for symptoms for affected newborns

		Infants with higher C8 values are more likely to be 985 A>G homozygotes

		IBEM-IS provided a successful platform for investigating hypotheses

		Collaboration in data gathering may help us improve outcomes after newborn screening
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Use a condition registry as a research platform

		Document interventions that can be assessed with data in IBEM-IS





		Plan initial projects that examine

		“Natural” history

		Short term outcomes





  At initial enrollment we request registry subjects to consider consent to allow continuing contact, anticipating engaging them as participants in future research trials.  

Web-based data entry

Can generate paper forms for data collection in clinic 

MCAD deficiency: useful model condition for IBEM-IS

		Sufficiently rare that no one practitioner sees enough

		Sufficiently common that cooperation in data gathering can yield relatively rapid meaningful data

		Some, but not complete agreement about treatment strategies
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