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Handout # 1


GENETICS AND NEWBORN SCREENING ADVISORY COUNCIL MEETING

The Genetics and Newborn Screening Advisory Council meeting was held in Tallahassee on Friday, February 22, 2008 at 4025 Esplanade Way, Room 301.

Members Present:
Paul Pitel, MD, Chairman, Jacksonville

Penelope Tiam-Fook, March of Dimes

Roberto Zori, MD, Gainesville

David Auerbach, MD, Orlando
Joseph Chiaro, MD, Tallahassee

Max Salfinger, MD, Bureau of Laboratories, Tallahassee
Becky Maguire, RN, Tallahassee

Dorothy Shulman, MD, Tampa

Julia St. Petery, MD, Tallahassee

Melissa Perez, Tallahassee
Robert Fifer, PhD, Miami

George Fox, Gainesville

Members Absent:

Bonnie Hudak, MD, Jacksonville

Deborah Barbouth, MD, Miami

Guests:

Ms. Penny Edwards

Linda Carter, PerkinElmer, Inc.

Bryce A. Heese, MD, MA, University of Florida

Laura Martin, M.D., Jacksonville
DOH Personnel Present:

Laura Coleman, CMS, Tallahassee

Ann Filloon, CMS, Tallahassee

Letwyla White RN, CMS, Tallahassee

Brandi Andrews, RN, CMS, Tallahassee

Danielle Plymel, RN, CMS, Tallahassee

Mary Canova, RN, CMS, Tallahassee

Donna Barber, RN, MPH, CMS, Tallahassee

Drew Richardson, CMS, Tallahassee

Maria McLeod, Bureau of Laboratories, Jacksonville
Dr. Pitel called the meeting to order at 10:07 am and introductions were made. Dr. Pitel reminded any visitors if they wished to speak at the appointed time during the agenda, they must fill out a speaker card and forward to the chairperson to be recognized. 
Dr. Deborah Barbouth is the newest addition to the council and was appointed to replace Dr. Louis Elsas. Her plane was delayed and she was late, so she was only welcomed and no formal introduction was made.
Nominations for Chairperson
Dr. Pitel’s term as chairperson has expired and nominations were taken from the floor for a new chairperson to be elected. Chairperson’s term is for two years. Dr. St. Petery asked if it is o.k. to reelect the current chairperson.  Motion proposed by Dr. Roberto Zori and seconded by Ms. Hellrung of the March of Dimes to reappoint Dr. Pitel. Motion passed unanimously with discussion regarding Dr. Pitel staying at the helm through the upcoming strategic planning phase. Dr. Pitel accepted the reappointment and expressed his ongoing commitment to doing what is in the best interest of the children of the state.
Update of Legislative Session
Phyllis Sloyer, RN, PhD provided an update regarding the upcoming 2008 legislative session which begins in early March. 
Revenue forecast is down within the state. At the beginning of this fiscal year, state agencies were asked to prepare cut documents to demonstrate where reductions could be taken and there were no cuts to CMS programs. There were only small administrative line-items that affected the central office level. During this special session, another round of proposed reductions is necessary. Both branches have agreed that the next round of cuts will be proposed as a bill and CMS is taking a $152,000 reduction in non-recurring federal money that does not affect the Newborn Screening Program. There is still a 293 million dollar general revenue shortfall. Only 19 million is being taken from other programs. The Legislature will debate reductions for next fiscal year and we have to be careful and watchful. So far, they are only taking recurring reductions, not non-recurring money.
There were two bills proposed. One for strategic planning for the overall NBS program and the other covers the quality assurance issue and research. Our current law prohibits specimens from being used in any research. Neither bill is included in the Governor’s package. If those two bills are introduced, this seems to fix the issue of long-term tracking and follow-up. 

She stated that going into this session, we have been able to use our budgeted money to address information technology issues.

Dr. Pitel asked if there was an objection to the research QA piece. Dr. Sloyer said that there was no explanation; it just did not make the list.
Federal legislation update indicated Senator Dodd has introduced a NBS bill in the Senate that recognizes the need for long-term follow-up. Lots of states have moved forward with expansion as recommended by the March of Dimes and everyone agrees that we need long-term follow-up as children move through the system. The bill establishes a LT follow-up system. There is some appropriation money and we are not sure how that would be divided up. Money is usually distributed through a special projects grant. One component would be a tracking system and the other would be building a foundation for the follow-up program.

Dr. Chiaro added that there have been recent discussions with Senator Alan Hayes regarding the DOH budget and he is analyzing budget from the bottom up. He needs to be made aware of the importance of this program as well as the legislators from each area of the state.
Dr. Pitel expressed his regret that legislation was not introduced last year, but we will continue to support legislation as it moves forward.

JCIH Guidelines Update
Dr. Bob Fifer presented a series of PowerPoint slides the enumerated the updated JCIH guidelines and asked for a recommendation from the committee to adopt these changes to the Florida guidelines so that we are commensurate with the national guidelines that are now published. The council was asked to pass a motion to adopt these recommendations. Motion was seconded by Dr. Auerbach. 

Dr. Pitel asked how this will be promulgated. Dr. Fifer responded that this will take place through the state associations.
Dr. Zori asked for clarification and summary of the major revisions to JCIH. Dr. Fifer showed the following slide as the summary slide to capture the intent of the motion:
Revisions update and add new risk factors, particular emphasis on delayed-onset hearing loss. 
The major revisions include:
- Caregiver concern

- Immediate parental notification of failure of hearing test before discharge from a birth facility.
- Having a separate protocol for NICU versus well babies
- Rescreen of both ears even if only one ear fails initially.

-Definition of targeted hearing loss has changed

- New category – includes readmissions within the first month for screening. 
-Evaluation by a Pediatric qualified audiologist. This has been addressed in Florida by having the approved/qualified audiologist list which now contains 40+/- members.
Dr. Pitel asked if there were shortages or gaps in this coverage and the panhandle of Florida was mentioned as having shortfalls in this area.

Dr. Sloyer asked who was making these referrals generally and it is the hospital personnel.

There was discussion regarding statistical numbers of babies identified with hearing loss last year. Ann Filloon gave the statistic as 198 babies in 2007, but some of these babies were born in 2005. The projected number from national stats is approximately 500 per year .

Dr. Auerbach noted that these audiologists are performing these duties, but that they have likely not applied to be officially included on the list.

Dr. Zori led the discussion of the genetics evaluation being done by geneticists who are interested specifically in hearing loss instead of having all 200 evaluated. If the state is going to require a genetics consultation, there is a possibility to do this with a genetic counselor. Uniformity and interest in genetic hearing loss is a concern for the state. Dr. Zori agreed to help to put together some sort of interested group of geneticists to work with counselors throughout the state.

Dr. Fifer and Dr. Barbouth have a geneticist at UM who is specifically looking at genetically-related hearing loss.

The question was raised by Dr. Chiaro as to whether or not a specific population (like Ashkenazi Jews) could be targeted for some sort of paper test.

Dr. Pitel suggested that the council adopt the guidelines and then define the roles of providers later.

Dr. Chan addressed the possible need for changing the specimen card and it was determined that no changes to the card are necessary at this time, but it may be in the future.

Dr. Auerbach addressed the idea of notifying a medical home and how difficult it is. Who is acting as the responsible physician at the time of the test and/or prior to discharge becomes a process issue at each institution.
Dr. St. Petery recommended placing some of these protocols into standing orders to ensure that they are done upon admission.

Dr. Pitel addressed the idea of standards being implemented at the hospital level with some uniformity so that care is delivered and readmissions are addressed. This needs to be addressed at many different levels so that it becomes part of standing orders for readmissions. Dr. Pitel suggested that the council readdress this issue when they meet again in July.
Motion passed with no dissenting votes.

March of Dimes Update
Deejay Hellrung gave the update on the sponsorship for the GAP analysis bill. 
Senator Nan Rich sponsored bill in the Senate and the House Sponsor is Representative Reed from Tampa. The language change for the research part is in the works. The council wants to know the bill numbers so that they can support the bills.

Laboratory Update

Jasmine Torres gave the statistics for the State Screening Laboratory in Jacksonville.
She gave a PowerPoint presentation with the following statistics:
There was in increase in total live births at 239,373 in 2007 from 235,705 in 2006.
Total Specimens Received:



302,323 (315,392) 4.1% less than last year


240,263 Initial specimens (79.5% of total)



51,091 Repeat specimens (16.9% of total)



8222 Unsatisfactory (2.7% of total) (3.1% last year)



2747 Unknown (0.9% of total)
Dr. Sloyer asked how we compare to other states. We have around the national average of 3%. Some states are as high as 10% or as low as 1% for smaller states.

Ms. Taylor mentioned that the unsat rates have been dropping, and now the program needs to concentrate on the greater than five day specimen rate.

Several reasons were suggested for this type of occurrence including batching specimens and cost for hospitals.

Dr. Zori asked why the unsat rates have dropped? Dr. Shulman is there some standard for collecting repeats when several different things show up as Normal and then abnormal on the same baby.

Dr. Auerbach raised the question of NICU admissions and the number of repeats that are being done for these. Also he mentioned how many of these repeats can be held until the baby is off of TPN or out of the NICU.

Dr. Shulman asked if we can make recommendations for different NICU protocols throughout the state. Dr. Auerbach said that this needs to be addressed. Redundancy in this process is better than missing something within the NICU environment. 

Dr. Zori stated that part of the protocol for his clinic is to make sure that the appropriate person received the correct and current information and is made aware of the results.

Dr. Auerbach suggested a sharing of these guidelines within the system and recommendations for when the guidelines may be overruled.

Ms. Linda Carter from PerkinElmer, Inc. brought up concerns that all tests are run on every repeat and the confusion that this causes.
Ms. Torres said that they lab cannot sort through all specimens for only one test. The original intent of screening is lost with repetitive tests for only one issue.

Dr. Auerbach reiterated the idea that the important thing is to know who is responsible for the follow-up when something is found on the Newborn Screen and how is this being handled?

Turnaround time for First Specimens – NORMAL SPECIMENS
	 

 
	Birthdate to

Collection Date
	Collection Date

to Receipt Date
	Receipt Date

to Report Date
	Birthdate to

Report Date

	January
	4.16 (5.19)
	3.15 (3.27)
	4.45 (8.38)
	11.77 (16.84)

	February
	3.41 (4.0)
	2.86 (2.89)
	2.08 (10.57)
	8.36 (17.49)

	March
	3.15 (3.84)
	2.93 (2.9)
	3.18 (8.16)
	9.26 (14.89)

	April
	2.91 (5.22)
	2.91 (2.89)
	3.57 (7.5)
	9.4 (15.62)

	May
	3.3 (3.66)
	2.81 (2.88)
	2.43 (5.95)
	8.56 (12.49)

	June
	2.74 (3.64)
	2.89 (2.97)
	3.87 (5.98)
	9.51 (12.59)

	July
	2.94 (3.53)
	2.86 (2.96)
	5.29 (5.63)
	11.09 (12.12)

	August
	4.14 (3.52)
	2.74 (2.89)
	6.39 (7.34)
	13.28 (13.75)

	September
	5.29 (3.99)
	2.91 (3.05)
	6.36 (4.62)
	14.56 (11.67)

	October
	6.87 (3.87)
	2.74 (2.86)
	4.94 (2.06)
	14.54 (8.79)

	November
	7.19 (3.7)
	2.85 (3.02)
	4.04 (2.71)
	14.10 (9.44)

	December
	6.47 (3.64)
	2.91 (3.01)
	4.44 (3.13)
	13.84 (9.79)


The nurses from the NBS unit addressed the issue of time between birth date and collection. Even though the accepted time for collection is 24 hours on a protein feed, some doctors do not adhere to this and may use the collection of a bilirubin sample and the NBS at the same time as an excuse to keep moms and babies longer in the hospital. Collection may only be done on discharge, no matter what day of life the baby is.  The council recognized that these are system flaws that are preventing or at least partially hindering the intent of the program to screen after 24 hours.
Dr. Pitel reminded the council that the education of hospital nurses and doctors can include that this is a mandate, not a suggested time of collection. Nurses seem to understand the importance and it is the physicians who administer this mandate differently.  Dr. St. Petery mentioned that practicing pediatricians feel no pressure to do this and Dr. Zori stated that the importance cannot be overstated that delaying the collection decreases the effectiveness of the program.
There was a suggestion of a letter that could be sent to stress the importance of 24 hour collection.
Turnaround time for Repeat Specimens

	 

 
	Birthdate to

Collection Date
	Collection Date

to Receipt Date
	Receipt Date

to Report Date
	Birthdate to

Report Date

	January
	10.85 (11.01)
	3.17 (3.27)
	4.77 (8.81)
	18.83 (23.06)

	February
	10.67 (10.91)
	2.99 (2.87)
	2.32 (11.02)
	15.95 (24.84)

	March
	10.96 (11.99)
	3.04 (2.86)
	3.63 (8.48)
	17.61 (23.29)

	April
	12.67 (11.04)
	3.17 2.92)
	6.08 (7.88)
	22.00 (21.91)

	May
	13.53 (11.33)
	3.01 (2.92)
	3.31 (6.16)
	19.93 (20.42)

	June
	12.96 (10.59)
	2.96 (2.93)
	4.51 (6.38)
	20.39 (19.9)

	July
	12.56 (11.28)
	2.95 (2.88)
	5.77 (6.04)
	21.3 (20.19)

	August
	12.61 (9.96)
	2.86 (2.86)
	7.00 (7.64)
	22.56 (20.46)

	September
	13.64 (10.22)
	2.98 (2.87)
	7.44 (4.56)
	24.17 (17.64)

	October
	14.10 (10.68)
	2.87 (2.84)
	5.58 (2.28)
	22.60 (15.84)

	November
	13.84 (10.43)
	3.0 (3.0)
	4.62 (2.93)
	21.47 (16.36)

	December
	12.51 (10.36)
	3.04 (2.94)
	5.11 (3.5)
	20.70 (16.79)


Total Presumptive Positives Reported:



695 (592) 



(Immediate referral to the Genetic Center)

Confirmed Positives

	Test
	Referred
	Confirmed
	False

Positive Rate
	PPV
	Incidence Rate

	Biotinidase
	27 (9)
	5 (3)
	0.01%

(0.004%)
	19%

(33%)
	1:47,875

(1:78,568)

	CAH*
	154 (105)
	9 (10)
	0.06%

(0.04%)
	6%

(11%)
	1:26,597

(1:23,571)

	Galactosemia
	11 (7)
	6 (3)
	0.02%

(0.002%)
	55%

(43%)
	1:39,896

(1:78,568)

	Hypothyroid  
	90 (106)
	62 (64)
	0.01%

(0.02%)
	69%

(62%)
	1:3,861

(1:3,683)

	Sickle Cell*
	272 (252)
	230 (181)
	0.02%

(0.003%)
	85%

(72%)
	1:1,041

(1:1347)

	MS/MS
	141 (115)
	34 (35)
	0.04% (0.03%)
	24%

(30%)
	1:7,040

(1:6734)


Unsatisfactory Rates:

	Test
	Referred
	Confirmed
	False

Positive Rate
	PPV
	Incidence Rate

	Biotinidase
	27 (9)
	5 (3)
	0.01%

(0.004%)
	19%

(33%)
	1:47,875

(1:78,568)

	CAH*
	154 (105)
	9 (10)
	0.06%

(0.04%)
	6%

(11%)
	1:26,597

(1:23,571)

	Galactosemia
	11 (7)
	6 (3)
	0.02%

(0.002%)
	55%

(43%)
	1:39,896

(1:78,568)

	Hypothyroid  
	90 (106)
	62 (64)
	0.01%

(0.02%)
	69%

(62%)
	1:3,861

(1:3,683)

	Sickle Cell*
	272 (252)
	230 (181)
	0.02%

(0.003%)
	85%

(72%)
	1:1,041

(1:1347)

	MS/MS
	141 (115)
	34 (35)
	0.04% (0.03%)
	24%

(30%)
	1:7,040

(1:6734)


Cystic Fibrosis
Started: Sept. 17, 2007



72,420
IRT



3621
DNA (Upper 5%)

· Immunoreactive trypsinogen (IRT) using PerkinElmer kit

· DNA Mutation Analysis
Total Referred to CMS: 461 



369
Referred to CF Centers by CMS




18
Confirmed CF





16 with 2 DNA mutations





2 with 1 mutation (IRT of 118 and 140)




287
With single mutation




31
With 2 mutations




51
Ultra high (not in NICU) = no mutation



92
Ultra high IRT without mutations (NICU)

Change CF cutoff from 5% to 4%

· 730 specimens will be excluded from DNA testing



- 693 
No mutation / Reported as Normal



- 37
One mutation / Referred to CF Center




- 17  Non-CF causing mutation / Normal 




- 20  Normal Sweat Test
There were several questions and discussions about the statistics and what they indicated as far as turn-around time and efficiency of effort by hospitals to get the samples to the lab for testing.

A suggestion was made to have a lab update at the July meeting only due to the fluid nature of statistics from the previous year in February.

Dr. Hudak moved to lower the CF percentage from the top 5% screened to 4%. Dr. Auerbach seconded and the motion passed with no opposition.

CMS Follow-Up Program Update 
Lois Taylor, RN, provided an update regarding the expanded newborn screening and the number of positives found to date. 
A handout referencing statistics was provided. There was a change in the data for Cystic Fibrosis statistics from the handout provided in the packet.
The NBS rule is set to be adopted by early April.
FNSR data system is optimistically set to begin functioning in March, 2008. The server has supposedly been purchased, but we don’t know when we will have access.

There was a discussion regarding follow-up testing for Sickle Cell and a recommendation that the language be changed on the lab report that pediatricians and physicians see. A suggestion was made that hematologists and/or directors of the hem/onc centers be polled to decide on recommendations for changes in the verbiage.

Submitted Issues for Discussion 
Dr. Shulman relayed that Dr. Malone has come upon some opposition from a local CMS district to pay for a confirmatory test in a baby with an abnormal expanded metabolic screen.
Public Comments/Questions
Dr. Barry Byrne from the University of Florida, Mr. George Fox from Gainesville, FL, and Ms. Joan Keutzer from Genzyme addressed the council regarding screening for Pompe Disease in Florida.
Wrap-Up
The minutes of the previous Council meeting, held on July 13, 2007, were presented and approved with no discussion.

The draft minutes from today’s meeting will be sent within two weeks for review.
There being no further business, the meeting was adjourned at 2:02 p.m.
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