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... of the Discretionary Advisory Committee on Heritable Disorders in
Newborns and Children. 1 hope everyone had a chance to kind of rest up
and prepare for today's presentations, both this morning and this
afternoon. | have a couple of housekeeping notes before we begin. For
committee members, remember sound will be coming through your phone
line, so please make sure you have your computer speakers turned off.
Hold questions and comments until the end of each presentation and
committee members and organization representatives please use the raise
hand feature in Adobe Connect. I think that worked very well yesterday.
We'd like to continue to do that. When invited to speak, state your name
each time. Also please speak clearly to ensure proper recording for the
committee transcript and the minutes. Press star zero if you have any
problems with your phone line. For the members of the public, sound will
be coming through your computer speakers, so please make sure you have
your computer speakers turned on. | will now conduct a roll call. Don
Bailey?

Here.

I'm here. Jeff Botkin?

Here.

Carla Cuthbert for Coleen Boyle?
I'm here.

Denise Dougherty? Charlie Homer?
Here.

Kelli Kelm?

Here.

Fred Lorey. It's my understanding that Fred will be able to join us
sometime after the beginning of the session. Michael Lu?

Here.

Steve McDonough?
Here.

Dieter Matern?

Here.



Dr. Bocchini:
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Dr. Bocchini:
Dr. Kus:

Dr. Bocchini:
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Melissa Parisi?
Here.

Alexis Thompson?
Here.

Cathy Wicklund?
Here.

Andrea Williams?
Here.

And Debi Sarkar.
Here.

And then once again Denise Dougherty? All right. Now for the
organizational representatives in attendance, Freddie Chen? Beth Tarini?

Here.

Michael Watson?
Here.

Mindy Saraco?

Here.

Kate Taft? Susan Tanksley?
Here.

Chris Kus?

Here.

Adam Kanis?

Here.

Natasha Bonhomme?
Here.

Ed McCabe?



Dr. McCabe:
Dr. Bocchini:
Ms. Vockley:
Dr. Bocchini:
Dr. Greene:
Dr. Bocchini:
Dr. Chen:

Dr. Bocchini:

Dr. Tanksley:

I'm here.

Cate Walsh Vockley?

Here.

And Carol Greene.

Here.

All right. Thank you all very much.

No, it's Freddie Chen. I'm here. I just hit the wrong button. Sorry.

All right. Thank you, Freddie. So this morning we're going to start with a
presentation on newborn screening specimen transport, an update, and
we're going to modify this presentation a little bit. As you know, the
background of this is that a parent indicated to us at a September meeting
that there was a delayed diagnosis of a metabolic disorder in her child that
led the committee to make the decision to look into this to see if it was an
isolated incident or whether there were additional issues related to timing
of specimen transport. So we charged APHL and the CDC to work with
us to initiate a survey to evaluate timeliness of the receipt of specimens
across the state. Subsequent to that there was a series of articles published
in the Milwaukee Journal Sentinel indicating that there were problems at
least in the reports from states that participated in a survey in timely
receipt of specimens and — and turnaround time for — for data. So today
we're going to hear from Susan Tanksley, who is co-chair of the
Laboratory Standards and Procedures Subcommittee. She's an
organizational representative for the Association of Public Health
Laboratories. She is going to give us a preliminary report on the — on — on
the data that they have found, but since this was discussed in detail at the
Laboratory Standards and Procedures Subcommittee the chair of that
committee, Kellie Kelm, will follow Susan's presentation with some
summary of the discussion and with some recommendations to come for
the full committee for discussion subsequent to that. So the rest of the
subcommittee report will occur this afternoon. So Susan, if you're ready,
we'll turn this over to you.

Good morning, everyone, and thank you for allowing us to give a longer
version of our subcommittee report. As Dr. Bocchini mentioned, we were
tasked during the last secretary — the last Discretionary Advisory
Committee meeting to look further into this issue and so we're going to
give a report today based on what we've done thus far and discussions held
in the subcommittee meeting yesterday. Next slide, please. So the entire
point of newborn screening is that we identify life-threatening illness —
ilinesses before symptoms begin. So in order to do that, we have to have
basically everything work right throughout the entire newborn screening
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system. The first part of that is — is dispensing collection itself and getting
that specimen, a good specimen, to the laboratory, having it tested in time,
reported in time and treatment initiated in time. So Dr. Bocchini
mentioned that — that this charge was based on public comments in the
September meeting. So we were tasked with looking into issues related to
the timely handing of samples and whether the committee should make
recommendations on this issue and if you recall from public comment
yesterday, we had two mothers who both commented on this specific
subject as well. Next slide, please. This falls under Priority B for our
subcommittee, which is to provide guidance for state newborn screening
programs in making decisions about lab implementation, integration,
follow up and quality assurance. Next slide, please. So our approach was
to first gather background information and as Dr. Bocchini mentioned,
CDC and APHL were charged with data collection. APHL surveyed the
states and we'll give preliminary data from that survey this morning which
was presented by Jelili Ojodu yesterday during the subcommittee meeting.
We were also tasked with reviewing previous recommendations that had
been made. So looking back at the 2005 ACMG report that was published
in 2006 also considering COSI guidelines and — and other guidelines such
as CAP newborn screening checklist. That's another resource that we
could still look into. We had the committee discussion, the — sorry, the
subcommittee discussion yesterday and then at the end of the presentation,
Kellie will be giving a possible proposal for moving forward with this.
Next slide, please. So as | mentioned, Jelili Ojodu from APHL gave
preliminary results from their survey. Next slide, please. So the — it was a
web-based survey that was created and initiated in — in December. The
timeframe for completing the survey was very short and it was over the
holidays, so December 19 and with a due date of January 6. Within that
timeframe, 32 states responded to the survey and there are six others who
are either close to or have already completed the survey, but their data is
not included due to the fact that it was received after that — that deadline.
There were quality assurance and data control checks performed on the
data that was provided. However some of the data — some states could not
provide the data exactly as it was requested. Next slide, please. So we'll
go through some of — some of the results for that survey now. So the first
question asked was basically how does your state or how are specimens
transported in your state from birthing hospitals to the newborn screening
laboratory? So 32 states who responded and states could respond with
multiple answers on this question. 18 of those used courier service. 19
used overnight delivery service. 20 used U.S. Mail and 8 others were
mentioned as well. Next slide. The next question, does your — does your
state have a recommended time period for when specimens should be
received by the newborn screening programs from the hospitals? This is
basically is there a policy, a guideline, a law, a recommendation that is
made from the newborn screening program or from the state to the
healthcare provider. So 62% had a policy or practice or recommendation



or law in place as to when specimens should be received. 19% had no
such policy or procedure. 19% of the states indicated that they had a
policy or practice or law related to when the specimens should be sent, so
that would be sent from the health care facility to the laboratory. Next
slide, please. In regards to whether states actually have regulatory
authority in order to fine or sanction hospitals who don't comply with laws
in regards to newborn screening, specifically for sending samples to the
lab, 24 states responded. Of that, only 17% of the states, which I believe
Jelili said was four states, actually had laws in place that allowed them to
have regulatory authority over the — over the healthcare providers. Next
slide, please. Okay. In regards to states — you know, in regards to what
states are doing to provide feedback back to healthcare facilities, there
were a series of questions asked and | apologize. Some of the words are
garbled on the slide, but does your newborn screening program keep a
record of transit performance by hospitals? 97% or 31 of the 32 states
responded that they indeed kept a record of transit performance by the
hospital. 91% of the states or 20 — 29 of the 32, actually review those
transit performance times and of the 32, 94% or 30 of those have some
mechanism of providing feedback to the birthing hospitals regarding
transit times. So states are actively looking into this issue and providing
that feedback to the healthcare providers. Next slide, please. The types of
feedback that might be given might be report cards. Some states call those
quality reports. They may be given quality improvement tools, so some
mechanism to help them — to help the healthcare provider perhaps learn a
best practice or — or — or how to improve their performance through
educational materials, through newsletters such as a newborn screening
program newsletter, or through feedback on a one-to-one basis, maybe via
phone, possibly in person. Next slide, please. In regards to laboratory
operating hours, 12 of the 32 respondents indicated that their labs are
consistently closed on Saturdays and Sundays. The other 20 responded
that their labs are open at least — that their lab or labs are open at least six
days a week and 4 of the 20 respondents only receive specimens that do no
further testing activity on the Saturday or the Sunday. Next slide, please.
Six laboratories of those 12 who are currently closed on a Saturday or
Sunday are considering opening at least one more day a week, to be open
at least six days a week within the next one to two years. Next slide,
please. In regards to follow up because if you have a test result and it
doesn't get reported out, nothing actionable can be done with that test
result so the follow up operating hours in regards to weekends, 17 of 28%
of respondents are consistently closed on Saturdays and Sundays, 11 of 28
or 39% are open at least six days a week and 65% responded that they
offer after hours paging or on-call services on Saturdays or Sundays. Next
slide, please. So through the NewSTEPs program several quality
indicators, eight listed here, have been proposed and will be included in
the NewSTEPs database. This was mentioned in the talk yesterday on
NewSTEPs by Jelili and Marci. Quality indicator number five speaks



specifically to these timing issues, so the time elapsed from birth to
screening, the time to follow up testing, the time to confirmed diagnosis
and these can be broken down into even further detail. So that data will be
the data that states are requested to submit to the NewSTEPs database.
That will be published or — or that will be done on an annual basis, so after
—so for example we would — in 2014, we would be submitting data for the
year 2013 to show our times for 2013. Next slide, please. All respondents
to survey did note that the timeframe from birth to specimen collection
was in the 24 to 48 hour timeframe, so the 32 that responded, all were
collecting or at least the recommended timeframe for collection was
within the 24 to 48 hour time frame. Next slide, please. In regards to the
question what is the median time and days from specimen collection to
receipt by the laboratory for your state, there were 17 respondents. Of
those, 6% were received in the specimens — the median of that timing was
less than one day. Another 6% was between one and two days, 41%
between two and three days and 47% had a median of three days.
Additional data was requested in the survey. However, there were not
enough states that had responded in order to break those times out further.
Data collection is a difficult thing if you don't have a system set up to
accurately — accurately collect the information and easily pull the system
from — pull these data from the information system. Next slide, please.

So as noted, there were limitations of the survey to the timeframe for the
response was short and it was during the holidays. Some of the data, as |
just mentioned, was incomplete. Some questions were — were left to the
interpretation of the person who answered the survey question and then
another afterthought from the survey was that had the definitions been
included for the quality indicators, it could have given greater clarity.
APHL is still seeking to collect the rest of the — the data from the states
who haven't submitted yet and they will be contacting those states. The
goal is to have 100% participation but at this point, as | mentioned, there
were 32 states who had responded to the survey. Next slide, please. Our
next presenter was Mike Watson and he presented on the ACMG
standards for newborn screening and their oversight. Next slide, please.
So as probably everyone on this phone call knows, many many years ago
now in 2001, HRSA charged the American College of Medical Genetics —
Genetics with evaluating the scientific and medical information related to
screening for — for specific conditions and to make recommendations
based on the evidence. A very large expert group was convened
beginning in December 2002 and results were reviewed by an independent
newborn screening external review group. Out of that came the newborn
screening toward a uniform screening panel and system which sometimes
referred to as the 2005 report, however it was published in 2006. Itis a
very well-known report in newborn screening. Next slide, please. And it
was divided into two sections. So Section 1 is — was about the uniform
newborn screening panel and in almost all citings of this report, that is
what's being cited. So people are talking about the report and how it



established a uniform newborn screening program. Less well known is
Section 2, which was about the newborn screening system itself. The last
slide — thank you. So it focused on the newborn — Section 2 focused on
the newborn screening system with program evaluation, a section on cost
effective analysis, a section on information gaps and research — a research
agenda and future needs. Next slide, please. At the —in Section 2, there
were ten program standards that were recommended and we're going to
focus today on the ones that specifically speak to turnaround and how we
might be — well, and — and oversight for that. So the recommendation is —
I think it's Recommendation Number 4 of those, turnaround time and
reporting screen negative results should be improved, so highlighted three
different recommendations within this. Essentially all results should be
available less than five days after the blood sampling or the specimen
collection. The second recommendation from that — most results should
be available within two days of the specimen arriving in the laboratory and
the third — specimens should arrive within the laboratories within three
days of the collection. If you — if you break that down and — and you —
you begin to add things up, if specimen transit time takes three days, it's
virtually impossible to get all of those results out within five days. So it's
very, very difficult. So in a separate section of the report, it actually talks
about specimens should arrive in the laboratories within 24 hours of
collection. So that's something we can discuss later. Next slide, please.
Another standard that was mentioned in the report was that hospitals and
formally JACO with the Joint Commission have significant roles to play
and standards need to be developed to improve quality minimizers and to
facilitate tracking of newborns requiring active participation in testing
follow up. Acknowledging the very, very significant role that hospitals
have in specimen collection, in getting the results — I'm sorry, in getting
the specimens to the lab, in having accurate data to submit with the
specimen, tracking those specimens to ensure that they're not only
received in the lab, but that results are received back and if there is a result
that needs to be followed up, that they participate in that process. Next
slide, please. So as a consequence to that or soon after that, ACMG
initiated discussions with the Joint Commission and they had multiple
discussions over a several-year period and they did an extensive — did
extensive research on legal liabilities associated with newborn screening
activities which was completed in about 2008. However, it is — perhaps
it's time again now, and we talked about this yesterday, to reinitiate that
conversation and bring the Joint Commission back into the conversation
about possibly establishing standards related to newborn screening for
hospitals. Next slide, please. And it was mentioned in Mike's report that
states are in an awkward position in enforcing standards against hospitals,
who they have to work with and they rely on for program delivery. So not
only are the hospitals a customer in regards to who is submitting the — the
samples to the laboratory, but they also — the states also need to work with
hospitals and make sure that they can reconnect with the patients



whenever there are critical results that need to be reported out. And again
a possible next step is to reengage the Joint Commission on development
of standards for hospitals. Next slide, please. As | mentioned, the — the
ACMG report talked about newborn screening as a system and |
mentioned in the very beginning that everything in the system has to work
well together in order to achieve timely newborn screening result and
ultimately timely treatment for those who are diagnosed with newborn
screening condition and there are six components that are key to a good
newborn screening system. The first one is education, which needs to
occur throughout the process, beginning in the prenatal period and
basically touching everyone who might be part of the newborn screening
process. The screening itself, which includes specimen collection and the
testing, follow up of any out of range result and reporting those results
appropriately and in a timely manner, the diagnostic confirmation of those
newborn screening results. It was mentioned many times yesterday during
the sickle cell trait presentation about how newborn screening is a screen
and it is not a diagnostic test and that confirmation is critical.
Management of the patients who have newborn screening disorders
throughout their lifetime and then finally program evaluation and
continuous quality improvement, so looking back at the newborn
screening programs themselves, the newborn screening systems and trying
to improve all aspects of that system. Next slide, please. So what are the
issues and where are they occurring and if we are able to measure each
detailed step in the process, then that would allow us to pinpoint where
breakdowns have occurred and the diagram at the bottom of this slide is a
very simple — very, very simplistic view of newborn screening and it
doesn't always work this way. But if you consider each — each step in
newborn screening as a discrete process, then you can measure each of
those as a discrete process as long as you have a way to collect that data
accurately and in a queryable form, so in a way that you can actually pull
the data easily from the system so that you can easily analyze that data.
Newborn screening is made up of the pre-analytic phase which starts when
the specimen is collected through the time it arrives at the laboratory, the
analytic which is the shortest timeframe which is the testing timeframe
and then post-analytic which begins immediately with reporting out of the
newborn screening results, going through treatment intervention and — and
all the way through management of that patient as well. So there are some
key measurements that you can take. The timing of the collection, so at
what point in the baby's life? Generally this is recognized to be 24 to 48
hours. The transit, time, which I'll define here as the time from specimen
collection to the time that specimen is received in the laboratory for
testing, the time to result or time to a report which you could measure
from birth to screen results or you could measure from specimen
collection to screen results or you could even measure it from the time of
receipt in the lab to the time of reporting that result, and then finally the
time to treatment which for all intents and purposes is — is really our most



important time point because that's the one that really impacts the baby
and — and is where you add all these steps together, so from the birth of
the child to treatment of that disorder. Next slide, please. So as we
mentioned, the 2005 report newborn screening towards uniform screening
panel and system, there were actually two points of report. So on Page 80
it was mentioned that the suggested transport time for courier services that
allow that these two have receipt at the laboratory within 24 hours. There
was also a time point mentioned for reporting of life threatening or time
sensitive disorders to be within a few days after birth. So it was noted that
it is desirable to initiate specimen processing within 24 hours of specimen
receipt in the laboratory with a five-day turnaround time between birth and
the availability of those test results. So that recommendation is a little
different than the recommendation that — in those ten recommendations at
the end of that section of the report in that this is for the really time
sensitive disorders and the — the definition being from the time of birth to
the availability of the test results, whereas the time for all results is within
five days from specimen collection to the result report. Next slide, please.
So based on the ACMG report, there were some recommended
timeframes. The timing of collection wasn't a specific recommendation
within that report. However, there was mention of data and those
collected before 24 hours of age, those collected after 48 hours, although it
didn't specifically recommend collection at 24 to 48 hours of life. Transit
time, as | mentioned, there were two different recommendations. So one
being receive at the lab within 24 hours of collection and the other being
within three days of collection, and then the time to result for the critical
results is within five days of life, so that would be from birth to the results
of those critical, time sensitive disorders and then the time to result for all
results would be within five days of collection based on those
recommendations. Next slide, please. So after the presentations, we — we
did have a little bit of time and so I'm going to highlight some of our key
points of our discussion and then we'll move into our proposal for the
committee. So some of the key — key points were that it is incredibly
important to have good quality samples in order to achieve timely test
results. So if you have a sample that is not good quality and it cannot be
tested, then you have lost that window of opportunity in order to catch a
disorder early because that requires a recollection of the specimen. Access
to data is key. I've talked several times about — about data and the need to
have a good data collection method, a good data collection system so that
you can use your raw data to actually analyze results and not just look at
averages or medians because those — those really hide your outliers which
are your concerns. Education is needed throughout the entire healthcare
system, so anyone who might come into contact with newborn screening
needs to know how important and how timely newborn screening needs to
be to be effective. It was mentioned that the time sensitive nature of
newborn screening may not reach all levels of the healthcare system and
specifically what was mentioned was that newborn screening is a send out



Dr. Kelm:

in a hospital lab and so it's possible that the people who are in the lab
might not have knowledge of that time sensitive nature. So we need to
make sure we're educating everyone in the — in that hospital system who
may be touching newborn screening. Dr. McCabe mentioned that the
March of Dimes is convening a consortium and I think it was about ten
different organizations at this point to discuss the issues of the timeliness
of newborn screening and there was discussion about consolidating those
efforts so that all the players could be in the room and so if — if we have
multiple groups who are working independently on the same issues, then
we're duplicating efforts that we really need to work together and
consolidate those efforts. It's also — it was also mentioned that there's an
appendix to the ACMG report that we really need to dive into deeper and
so that's a future need as well to review that appendix further. Next slide,
please. And then the other points were that we — we have state examples
of really good systems with fast turnaround and lowa was specifically
mentioned and Stan Berber talked about how they had gathered data and
adjusted their staffing and testing based on that data, so we actually
analyzed when babies are born in the state of lowa and looked and saw
that most of those babies were born mid to the end of the week, and
therefore specimen collection would be happening towards the end of the
week or on the weekend and so he felt the urgent need that every day that
these — that they needed — the lab itself needed to be open and they needed
to have a courier service that would also pick up every day of the week
and deliver every day of the week. It was also mentioned that during
Hurricane Katrina, there was some prioritization of testing that had to be
made, so what is time sensitive and pushing that testing forward so that
those very time sensitive disorders could be reported out more quickly. 1
think in general that something that's done on a daily basis in many, many
newborn screening laboratories so that the most urgent — the results that
are needed most urgently can get out the most quickly. We discussed the
need to gather and share best practices. It was also mentioned that since
2005 test platforms have been added, they've changed and new conditions
have been added to the panel. So the point was brought up that we should
probably reexamine recommendations, the recommendations for timing
that were made and — and determine do these recommendations still make
sense? Do we need to change them or are there additional
recommendations that need to be made? Next slide, please. So I thank
you for your attention. I'm going to turn this over to Kellie now so she can
talk about the next steps.

Good morning and thank you, Susan. That was — | felt that [unintelligible]
quite well. So we have based on the committee's discussion yesterday and
—and other discussions led to proposals at the [unintelligible] that may be
for our to consider and discuss some potential recommendations for the
committee and — and future work for a subcommittee. Next slide, please.
So number one, potential — I will move to reaffirm the recommendations
in the PR group five reports that Susan just went over and urge states to
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Dr. Bocchini:

Dr. McDonough:

Dr. Bocchini:

Dr. McDonough:

work toward meeting the recommended timeframes and as part of that, |
think the subcommittee would like to continue to work with stakeholders
or members to gather primary data as well as to be mentioned some of the
best practices that states have used to improve their timeliness. | think that
would be a great new source for everyone. Number two, as Susan
mentioned, so give some special consideration to [unintelligible] to new
technologies and conditions that have been added since 2005
[unintelligible] report and discuss and return with other recommendations
that need to be updated or clarified and last charge accordingly
independent efforts to address the timeliness of newborn screening issues
as far as we discussed [unintelligible], you know, metro [unintelligible]
consortiums and meeting. We just want to make sure that everybody's
coordinated and working together to avoid duplication of efforts. So |
believe that is it. Our next slide, this is questions that I think if we can
leave this slide up and turn it over to Dr. Bocchini to — to help lead the
discussion.

Thanks, Kellie and Susan. Thank you very much. We appreciate the
work that you've done confirming to this point. This presentation now is
now open for discussion and for questions and comments from first the
committee. So again, let's use the hands up icon and begin the
conversation. First we have Steven McDonough.

Thank you for an excellent presentation. | think I would like a stronger
statement coming out of the Advisory Committee. Anyway, I'd like to
thank the parents who brought this to our attention and the investigator
journalism of the Milwaukee Journal Sentinel. 1 live in North Dakota out
in the middle of nowhere and I [unintelligible] a metabolic screening and
when I've been on call, | have been — received a notification on a Saturday
afternoon that a child had an abnormal newborn metabolic screen and was
— the child was like two or three days of age, so | can know that the
service that lowa provides us is excellent. There was a little scrambling
on my part to get the child taken care of, but we had that child admitted
that same day. So | know the system can work if it's done well. | want to
thank Dr. Bocchini for his comments on this issue. | also want to bring up
a point that I know that MCH is currently looking at straw objectives
going forward in the maternal child health program. | think it's important
that newborn screening have an objective and would suggest the
timeliness of collection perhaps be added to help MCH programs work
with public health labs to get more timely . . .

Steve, could you speak up a little bit more? The — the transcriber is unable
to hear you. Sorry.

Can't hear anything I'm saying?
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Dr. Bocchini:

Dr. McDonough:

Dr. Bocchini:

Dr. McDonough:

Dr. Bocchini:

Dr. Homer:

Dr. Tanksley:

Well, I — 1 'm not sure they're — they're — they're — they're missing some of
the comments, so . . .

Okay.
... speak up a bit.

I'm talking too fast, perhaps. So anyway, the points — the main point |
would like to make is I think it's a very important issue that we need to do
better. | think it would be appropriate for the committee to make a
recommendation to the secretary to send out to the states on timeliness
rather than just endorsing a ACMG, you know, recommendations from a
few years ago. | also want to — the point they're going to have is in the
MCH straw objectives that are coming up. | think newborn screening
should have one of them and then suggesting that timeliness of collection
be considered for that. So those are the comments | have.

Thank you. Next, Charlie Homer.

Yes, thank you. | similarly wanted to thank the presenters. | thought that
was extremely clear and also glad that we have the opportunity to discuss
this. 1 want to reinforce that sense of | think we can have stronger
recommendations than the ones that are presented here. In a sense what
looks to me is that 2005's criteria, we almost should view those as a floor
for recommendations. | think we should always be striving to
continuously improve, not surprisingly given my work. |- I appreciated
and agree fully that we should be tracking the outliers, for example the
proportion that are received over a certain amount of time rather than the
median which I think is not going to be sensitive to what's most important.
One question | guess I'd ask just for point of clarification is what
regulatory — what the — how state labs get approved, whether there is a
regulatory national authorization either through APHL or otherwise and
whether that's their vehicle for, for example, addressing issues such as
staffing a number of hours that the program is open, what their internal
processes are. It seems to me that that's something that at a national level
we'd like to see some state authority for. | was a little confused as well by
the comment that says it's difficult for states to both regulate and
cooperate. | think everybody on the phone that's from a public health
department knows that that's a — a dance and a balancing act that public
health departments and state agencies in general have to do all the time
and I don't think we should shy away from that sort of dual responsibility
of both regulating and cooperating. Those are all my comments for now,
but again thank you. 1 think this is extremely timely and I'm looking
forward to our committee taking strong action.

Dr. Bocchini, this is Susan. May | respond?
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Dr. Bocchini: Yes. Please do, Susan.

Dr. Tanksley: In regards to enforcement on the state laboratories, state — or newborn
screening is a state-based activity and therefore other than the regulations
such as CAP or CLIA regulations, there is no regulatory enforcement.
However, the — unless it's at a state level, however the NewSTEPS
program does have an evaluation team and that is something — it was
mentioned yesterday by Jelili and Marci, but that is — that is something
that states can request and those evaluations are very helpful because they
look at the broad spectrum of newborn screening, the system within the
state, and recommendations are made based on that evaluation and then
those evaluations are very helpful for the state to be able to make changes
that they feel are necessary in order to improve newborn screening. Texas
previously had one in 2005 from NNSGRC who was the previous
technical resource center for newborn screening and — and that was
extremely helpful for our program and — and really helped us to improve,
S0 it's an external review by someone else. It's not a regulatory authority.
But it — it is helpful in order for you as a state to get the resources that you
need because it's — it's a different body saying you need to improve on

something.

Dr. Bocchini: Thank you. Thank you, Susan. The next person is Jeff Botkin followed
by Cathy Wicklund.

Dr. Botkin: Yes. Thanks for the presentations and it's been good to see how quickly

folks have been motivated to pick up on this . . .

Dr. Bocchini: Jeff, can you speak up a bit?

Dr. Botkin: Sure. How about — how's that sound?

Dr. Bocchini: Not much better.

Dr. Botkin: Okay.

Dr. Bocchini: There you go. That's better.

Dr. Botkin: All right. So I have sort of two questions. It seems to me that two issues

that as a non-lab or program person seem to be obvious issues are the lab
being open over the weekend and courier services. So my first question, |
don't probably really understand what being open means and so do we
have data that clearly indicates that the lab hours are associated with the
reporting time? And then my second question is who covers the cost of
the courier services? Is that part of the kit fee for hospitals or do they pay
separately for that service? Thanks.

Dr. Bocchini: Susan, can you address those?
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Dr. Tanksley:

Dr. Botkin:
Dr. Bocchini:
Dr. Botkin:

Dr. Bocchini:

Ms. Wicklund:

Dr. Tanksley:

Yes. Yes. So first question in regards to lab hours and whether that's
associated with reporting times. Generally it is associated with reporting
times, so | showed two different slides, one with percentage of states that
were open or closed and the second with percentage of states that had
follow up that was basically available or not on Saturday. So some —
some labs report the results out themselves. Other labs use follow up staff
to report out those results. So I'm going to make a general statement,
though I don't have data tying those two exactly together. It is something
that could be asked on a future survey, but in general if a lab is reporting
out — is — sorry — is testing and getting results on a Saturday, if there are
critical results they are being reported out. The less time sensitive results
may not be being reported out and I can speak from Texas experience in
regards to that. We are open on Saturdays. We report out the critical
results and we have a list of prioritized disorders of what gets reported out
on a Saturday. However, the less time sensitive conditions, those results
are followed up then on Monday. In regards to your second question as to
who covers the cost of courier, that is — there actually was a slide in
regards to how that's paid for. In some states, the hospitals or — or the —
the submitter pays for the courier. In some states it's paid for — it's
included in the newborn screening fee and it may also be paid for by the
state itself or by the program itself and it's — it's probably a mixed model in
some of those states as well. Did that answer your question?

Yes. Thank you.

Jeff, did you have a follow up question that went with that?
No, not at this point. Thanks. I think that's very good.
Okay. Thanks. Cathy Wicklund?

Yes, thank you and thank you guys for your presentation. My question is
kind of similar to Jeff's. 1 was wondering if you in the survey it had any
like open text boxes, you may have that, that you could get a better idea
form the state perspective, like the — the rationale behind the hours or, you
know, being closed on weekends, the barriers that exist maybe from, you
know, extending hours or opening their times or if you have any insight
into that?

Yes. So there were open text boxes in some portions of the survey, but
not in others, and there was kind of a — at one point there was a question
about barriers and it was a multiple choice — it was a multiple choice
answer followed by an other with an open text box and so | don't have
those slides directly in front of me so I'm trying to recall this from
memory at this point. Staffing is an issue. Funds, I — I wish | had the
slides in front of me. I'll = I'll try to pull those up so that | can answer it
more thoroughly. | apologize.
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Ms. Wicklund:

Dr. Bocchini:

Dr. Parisi:

Dr. Tanksley:

Dr. Kelm:

That's all right. 1 —I'm sure it's the usual — usual culprits probably.
Okay. Now we have one of the fellow partners, Melissa Parisi.

Hi. | just wanted to ask in this proposal as we're looking at on the slides,
reaffirming the recommendation in the 2005 report, it — it seems like
there's at least this one discrepancy that was pointed out between the
recommended time frame between collection of a specimen and receipt in
the labs. At one point it said three days, another point it said 24 hours. So
I think before we reaffirm those recommendations, it might be worth
clarifying which series of recommendations we're reaffirming and if
necessary, number two should come before number one because if we're
going to sort of reassess in light of new technologies and new conditions
added, then maybe that process should come first. I'm not trying to slow
things down, I'm just thinking from a logical perspective. And then
finally, was there any discussion about lag periods of transport given
temperature fluctuations and potential for samples to be either in very cold
climates or very hot climates during certain times of the year and how that
might degrade specimen integrity as a factor in the reliability of sample
collection and testing?

So in regards to that — the question about temperature considerations and
lag time and how it may impact specimen integrity, that was not part of
our discussion. We really had a very limited time for a discussion and —
and | speak for the subcommittee here, but I — I — I think we would all
agree that we would all like more time to discuss this issue and look
further into issues. Definitely in hot climates, specimen degradation is an
issue and again, just speaking from Texas experience, when we added
courier — a courier pilot for Texas [unintelligible] our false positive for
galapticemia because we did have enzyme degradation from the heat.
Kellie, would you like to speak to the other comment about the
recommendations?

Sure. | think the feelings from the committee, the subcommittee |
apologize, was that although we agree that we are trusting that, you know,
information would be useful or would be something the subcommittee
should look at, that most of the recommendations that were in there would
probably still be valid today in that they were goals that [unintelligible]
should be meeting right now. I'm not sure if people felt that these would
change very much honestly. We — we — we were talking but that the
clarification would be something that we should do. But I do agree that
given some of the potential discrepancies or differences in these
recommendations that maybe we should as part of this discussion figure
out, you know, if the committee wants to move forward with taking these
recommendations and reaffirming them, that we specify which ones that
we feel that the newborn screening [unintelligible] should meet right now.
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Dr. Parisi:

Dr. Bocchini:

Dr. Matern:

Dr. Bocchini:

Dr. McCabe:

Dr. Bocchini:

Ms. Bonhomme:

Great. Thank you.

Thank you, Kellie. 1think we have Dieter Matern and then we have
additional questions from our partners of liaisons. Dieter?

Yeah. Justa— | — | agree that the verbage might not be consistent in the
[unintelligible] report but I think what — the committee could do is endorse
the recommended timeframes in the previous slides where basically the
time of collection is specified, the transit time as within 24 hours of
collection and so on. Just — just for — for basically today until we have a
more specific recommendation, I think that it — again it's a good starting
point.

Dieter, that's a — appreciate that comment. It certainly gives the
committee a chance to come out specifically with some guidance at the
present time while the rest of the things are being looked at to provide
potential approaches towards remedy of the situation. Ed McCabe?

Yes. Thank you. I just wanted to qualify a little bit about what — about
the consortium that was mentioned with the March of Dimes as a
convener. First off, we've had only a single one-hour conference call
which — which at the time included six organizations out of the current ten
and it's important to recognize though that we're not only looking at timely
— timeliness, it's — as one of the approaches that the March of Dimes
composed was based on our op ed piece in the Milwaukee Journal Sentinel
on November 23 with the title Baby Tests Require a Culture of Safety and
we argued that it's a complex system with many vulnerabilities as has been
pointed out here. [unintelligible] the person in the nursery only knows
that they get a sample. It was obtained from the baby. They get it to the
lab. They don't understand the larger context and — and the — the critical
time sensitivity of the system. So we — we talked about that in there, but
we're really looking at multiple vulnerabilities and trying to identify them
prospectively using at least from the March of Dimes perspective the high
reliability organization or HRO paradigm which is the basis for improving
quality and safety that we've used in hospitals and actually came out of the
aviation and nuclear energy industries. So I think I just want to make it
clear, we're — see what — what was brought to our attention as a timeliness
issue from the MJS could be an opportunity to look at vulnerabilities that
are beyond just timeliness and — and inherent in any complex system.

Thank you, Ed. Next is Natasha Bonhomme.

Great. Thank you very much. Thank you for the presentation, obviously
very timely and a lot of really great data has been presented. | just wanted
to make the comment that while I think it — we know that there are
standards that are in place and that we know that there are, you know,
suggestions that all of us who are part of the newborn screening
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Dr. Bocchini:

Dr. Greene:

community are familiar with, that that data or information really isn't
trickling down to the people who are actually in the nurseries and doing —
doing the newborn screening and are responsible for putting the box in an
envelope or what have you and sending them off. A key piece of the work
of Babies First [unintelligible] while it's educating the public is also
educating healthcare professionals and a lot of the work that we have done
has been with those nurses who are in the nurseries to get them to really
understand and to proper training around the fact that they're, you know,
these specimens, you know, need to be collected in a certain amount of
time and also sent back to the labs in quite a bit of time. So I think that it
would be good as we're thinking about kind of not just recommendations
but then also actual strategies to make an improvement, whatever we think
that improvement should look like, to be really looking at the projects that
have already taken place and been funded either on a smaller — larger scale
to see, you know, what has worked and how are we actually going to be
able to go because while this is definitely a lab issue, it also is an
education issue and how do we educate the people who are actually
collecting the specimens and really are the ones who have the control tube
for the specimen and the [unintelligible] or — or don't. So I just encourage
you to really think about that piece as well as we think about
recommendations and strategies moving forward.

Thank you, Natasha. Carol Greene?

Thank you and again thanks for a great presentation and a — and an
interesting discussion. | would like to emphasize the importance of
JACO, the — the Joint Commission was mentioned earlier, and I think they
are a really key player and I think that they should be encouraged to
consider having a newborn screen marker or — or metric as a sentinel event
and the reason | say that is | — I strongly endorse everything that's said
about education. A couple of other activities that have happened — one of
our master students studied the knowledge of nurses around Maryland
with respect to newborn screen and it was pretty abysmal. The MMWR
good laboratory practices for biochemical genetic testing, you know,
whether it's in a biochemical lab or a newborn screening lab, there's a CE
activity and one of the most dramatic comments in response to did you
find this useful was | now understand and will collect newborn screens on
time and so it's a continual effort to educate people. What we've found in
our hospital is when every few years samples gets sent — one of our
hospitals, every few years samples suddenly start arriving at the state
health department later and that's because a new person is in send out and
their mandate is to save money and so they start batching the specimens
and sending the courier instead of daily, a couple of times a week. So this
is a sentinel event and Joint Commission has a — a — a marker for
hospitals. Then they will be compliant and then people will pay attention
to the education. Otherwise it's incredibly important to the families but it
is not high on the priority of the busy nursery or the laboratory to — to
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Dr. Bocchini:

Dr. Botkin:

Dr. Bocchini:

Dr. Matern:

educate all the new people who come into the system. So I think JACO
should be encouraged to make this a sentinel event.

Thank you for your comment, Carol. Jeff, your name is up here again.
Are — do you have an additional comment?

No, | didn't.

Okay. Thank you. Are there any other additional questions or — or
comments? If not, | think just to summarize, it — it sounds like there is a
general agreement that the committee needs to make a strong statement. |
would not want to make a strong statement and then have to revise it based
on us reviewing or reassessing the — the — the timeliness of the — or the —
the timeline for — for a spec