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DR. HOWELL.: Let's find our seats so we can stay on schedule. We're -- we understand that we
had a very successful series of meetings. You'd better sit down or put on a bulletproof vest, back
there. We are -- | understand that we had a series of -- a very successful subcommittee meeting.
And so, we're going to start with Gerry, but Gerry's not -- where is Gerry?

DR. VOCKLEY: I'm here.

DR. HOWELL.: Oh, you're here. Okay.

DR. PURYEAR: I just have one announcement. Please, committee members and representatives,
remove your cell phones and BlackBerrys from the table. They interfere with the output of the
sound. Thank you.

DR. HOWELL: Gerry, you're going to report --

DR. VOCKLEY: I am.

DR. HOWELL: -- from that site?

DR. VOCKLEY: I am. I'm --

DR. HOWELL.: Great.

DR. VOCKLEY: -- trying to figure out how to



push this button and flip my papers at the same time, because nothing is organized, of course,
since we just finished the meeting. We did, in fact, have a fairly wide-ranging discussion, and
set, | think, some agendas for the coming meetings. We updated some of our ongoing projects.
So, we've heard from Harry Hannon on the routine second screen study, which for -- as you
know, for many months to couple of years, had been relatively -- oh, you're going to hold it,
okay -- was relatively stalled. But, now we have six States that have gotten IRB approval, some
of whom are already starting to enter data, which -- and that this will cover about a half a million
births per year, for 5 years -- on the retrospective study of newborns receiving second -- routine
second screens. So, we think we probably won't have much data available at the next meeting,
but potentially in -- oh boy, look at people arguing now -- hold -- push my buttons.

VOICE: That's right.
DR. VOCKLEY: It's just like back home.
VOICE: We've been wanting to push your buttons for years.

DR. VOCKLEY: Just like back home. And so, that's moving forward very nicely. Bob Vogt
gave us an update on the CDC's efforts to make reagents for newborn screening available and so
four of the five Genzyme-produced lysosomal storage disease enzyme substrates for tandem MS
have now been validated, and are being made available, while the fifth one is -- which was -- oh,
| can't figure it -- oh, the CRB-A substrate is not quite ready to go yet. We also were reminded of
a study that's about ready to get started in Minnesota comparing the antigen-based multiplex-B
technology in comparison to MS/MS enzyme assays for those diseases, and comparison to a
traditional fluorometry enzyme assay. And so, hopefully we'll actually have some comparative
data on those techniques. However, most of the meeting was spent on trying to sort of establish -
- with the recognition that the SCID application that we talked about, or that



we evaluated at the last meeting and made recommendations on, represents the vanguard of a
new set of diseases that are going to have a molecular-based test as the primary screening, rather
than the reflex -- or rather than the second-tier follow-up. And so, we really started a discussion
today looking at the implications of that to the operations of this committee and policies related
to newborn screening. And | think there was a general consensus that -- | can do this now, Ron,
I'm done with my papers -- that -- thank you -- which this really represents some significant
challenges for us, and potentially -- | don't want to say so much a paradigm shift, but recognizing
the -- how those issues play into newborn screening. The technologies are, to some extent, less
mature than tandem MS was when it was implemented as a newborn screening platform. They're
more variable. And the idea that we have functional follow-up tests for those primary testing is --
breaks down when we get to DNA tests, because, in theory, we can test any gene, and we don't
have follow-up functional testing to let us



know what "mutations™ in many of those genes means. So, we really felt that we needed to focus,
in the coming months and over presumably the next series of meetings, on how best the
subcommittee can bring these problems to the attention of the full committee, and how we can
best -- let me back that up a second. We're not going to be able to stay on top of all technologies.
We're a limited group of individuals coming together once every few months, and we're just not
going to be able to drive that way. What we hope we can do, and what we think we should be
trying to do, is to set a -- refresh the goals of what these sorts of technologies ought to be
achieving, relative to newborn screening, and then be able to make sure that, as new tests come
forward using these technologies, that we have some platform to fall back on that is actually
relatively technology-independent. That said, we are going to have some ongoing discussions on
technology, and we had Michelle Caggana, from New York State, give us a very, very nice
overview on those technologies that are sort of in practice now



and look like they're going to be, forward. So, more of a history and current status. So, we hope
that we'll have some very interesting electronic communications in the next several weeks, and
identify a platform of questions that we would like to address, going forward, as we talk about
integration, implementation, movement from academic laboratories to large State laboratories
with developmental budgets, to State laboratories that are -- don't have a lot of money and are
worried about just how they're going to implement testing. It, | think, promises to be a very
interesting discussion, and as we move forward I think we'll have some new insights as to how to
implement all of this, or how to consider it as we look into implementation of single tests. So, |
think that's it.

DR. HOWELL: Are there comments or questions of Gerry?
[No response.]

DR. HOWELL: Thanks very much, Gerry. We'll go ahead now to the next one, the
Subcommittee on Education and Training, and it's Jana



and Tracy. And | gather Tracy is going to speak, is that correct?

DR. TROTTER: Yes, if | can get this going here. Okay. Well, we also had a wide-ranging and
very satisfying committee meeting. The -- just to remind you who the members are, we had an
equal, if not greater number, of guests as well, who provided us with a lot of information and
help, and we thank them, once again, for their input. The first update that most of you are aware
of is that a newborn screening clearinghouse collaborative has been granted, and it is a HRSA
project, through the genetic services branch, with NNSGRC and the Genetic Alliance. And if
you looked at the announcement, the obvious is to the increased awareness of newborn screening
to all stakeholders -- and we'll come back to that as our final recommendation, a global
recommendation from the education subcommittee, later; provide a central linkage for data
resource sharing and some point-of-service access for both providers and the



consumers; and to help integrate the electronic health technologies for -- as this starts coming
onboard in the near future. We received updates from basically all of these organizations, in one
fashion or another, most of which are going to be included in my comments today, and the rest
will be available to us in our minutes, as well. The -- back to an old slide you've seen before,
from an article, that a number of people in this room were authors of, suggesting that the
advancing volume and complexity of newborn screening leaves the primary-care physician with
increased responsibility, and therefore needs to have increased educational efforts, so that we can
effectively deal with the system of newborn screening and make that system work for everybody.
To that end, our subcommittee is -- felt like we would partner with numerous organizations
whose goals are the same as ours. From that perspective, | just mention a few of them here on
this slide, you know, and some of the ways we thought we could create



this educational message and try to make it more generic than specific, such as responding to the
out-of-range result that literally all practitioners who care for newborns will be dealing with in
the world of expanded newborn screening, on a fairly common basis. Things that we talked
about yesterday in the Long-Term Follow-Up Committee: coordination of evaluations,
coordination of care, providing a true medical home for these children with special needs, and
the ongoing education of the -- all the players involved. And we sort of feel like we can serve in
an advisory capacity to a lot of groups who are currently involved in that, and have done so, in
an attempt to avoid duplication and enhance collaboration. And I'm very pleased with how that
has gone in the last year. | mentioned, last time we met, that we had specifically become
involved with a meeting that Greg Farrow and the National Human Genome Research Institute
had put together in -- last June -- in January we were made aware of it -- entitled Developing a
Blueprint for Primary Care Physician Education In Genomic Education,



which certainly sounded like it was right up our alley. So, we sort of horned our way into that
meeting and added, tacked on, an afternoon. So, the general meeting went for a day and a half,
and the second day, in the afternoon, we had what we termed a Maternal Child Health
Roundtable, which included about 30 participants from pediatrics, family physicians, ACOG,
and beyond, was very well attended, with people who are both interested and people who have --
are at a level in their respective organizations to make decisions. And we have -- Alex Kemper
has worked with a few of us to produce a report on that particular part of the meeting, that we
would look forward to publishing soon, if we get the -- some approval from this committee. So,
just to go over some of the specific things we talked about: What are the knowledge areas that all
of the representatives of the primary care world felt that they needed to know, or that they felt
uncomfortable with or needed expansion? They are probably not a surprise to anybody in this
room as to what those things are. And I won't go through all of them here. But, it -- you know, it
-- the range was sort of all the basics, from documenting a good family history, knowing what
your resources are, how to respond to genetic -- the new era of genetic testing, and what do you
say about genetic tests, and how do you interpret them, that type of thing. The barriers were
talked about for some period of time, because we know they're there. We know there's a lack of
time in an average primary care interaction with a patient to deal with some of these things, that
there's an increasing drain on the time of those people doing full-time genetics, in terms of this
exploding information. And, quite frankly, there was a lack of enthusiasm, which was pretty
palpable in the room. A lot of it was a lack of what | term "genetic literacy,"” just the ability to
talk about the issues and the language made people not very confident about what they're doing,
and when they lack confidence and they lack certainty about what they do, they don't do it very
much. And they all felt that this was an area that they needed to improve. And there was,
surprisingly, a level of



concern, mostly people my age, who sort of still thought about genetics as, "Deals with rare
diseases that occur rarely, and therefore I rarely have to deal with it."” Yeah, | know. And it was
generational. And there were some of the younger members who said, "No, this is -- affects
every patient who walks in, in some way." And this sort of movement towards the genetics of
common diseases, becoming more and more apparent. But, | think there is still a barrier out there
that relates to that whole situation. We talked about a number of educational interventions that
would be helpful, starting obviously in medical school and residency, because if you don't start
there, you're probably not going to get it done. Trying to get [inaudible] involved into board
examinations, into [inaudible], into quality improvement programs. Those were all received
fairly well, in that everybody's looking for that type of thing. It is something that tends to be well
received by practitioners, in terms of doing, especially, case-based-type approach to those types
of problems, and I've noted some other ones here, as well.



And then a brainstorm of Michele's, which we embraced, is the thought of something called a
"learning collaborative™ -- or, at least that's what we called it, "a learning collaborative.” Based in
much of -- based in many mentoring-type programs, and in some ways back to the genetics in
primary care program, which was more of a teacher-to-teacher thing, the idea would be to pair
physicians in primary care, from busy primary care practices, with experts in genetics and
genomic medicine, which could be geneticists or genetic counselors or combinations thereof; to
have those physicians attend a meeting where we define the opportunities for how to incorporate
genetics into their primary-care practice; develop specific projects for those pairs or groups,
which could be maybe one-on-two, or one-on-three, even; and participate throughout the year in
-- with a conference-call-type approach; meet again at the end of the year to share those results;
and then create a system to formally evaluate the project in a way that we hope can create some
energy towards incorporating more and more of this type of learning, from a genetics
perspective, into the



primary-care program. And Michele has termed this the Genetics in Primary Care Training
Institute, so -- as the title [inaudible]. We discussed that at length today. People were very
excited about it, from many disciplines. Lots of great ideas, as a matter of fact, because this, sort
of, not been fleshed out, in terms of the specific ideas, but I received a lot of good thoughts
today. So, we would look to this committee, recommend strongly that some program like this be
brought forward -- funded, in other words -- and that we can pursue this. So, some of the next
steps, just to reiterate: residency training programs -- Alex is involved in some [inaudible] with
the regional collaborative that may well prove a template for this in the future. We're trying to
partnership with board of -- American -- Board of Pediatrics, specifically to [inaudible] to that --
again, the development of these learning collaboratives. And then, hopefully, a follow-up
meeting of this entire group that met for 2 days in June at the NIH, because I think it was an
exciting meeting, with a lot of people who were very



interested. The -- you know, the final recommendation, if you will, from the Education and
Training Subcommittee to the committee in general, which is, of course, preaching to the choir,
is this -- the perception that the need for public awareness, at a very basic level of newborn
screening is -- we've gotten way behind. Newborn screening's gone quickly, and expanded
quickly, and the public awareness has not. | think we saw some of that last night at the Blood
Spot meeting. And if we don't have everybody on board that this is something good, then the
next step is going to be very difficult. That is, unfortunately, going to probably require a
immense amount of resources, both dollar wise and energy wise, but | suspect that people in this
room are the folks who can make that happen. Thank you.

DR. HOWELL: Thank you very much. Are there questions of Tracy about his report? Tracy, |
would -- the -- obviously, the details of the learning collaborative has not been



fleshed out, but could you make -- could you formulate a motion for this committee, as far as
looking at developing such an effort?

DR. TROTTER: I would be happy to. Do you want me to write something up and bring it to you
at some point at this -- today or tomorrow? | could do it right now.

DR. HOWELL: I like that.

DR. TROTTER: Okay. Yeah, | would like to make a motion that the committee supports the
effort of a learning collaborative for genetics in primary care, and that we move forward in --
over the next 6 months in, hopefully, finding some funding and mechanism to do that project.

DR. HOWELL.: Is there a second to that motion? Those favoring that motion? It appears to be
unanimous. Any [inaudible] -- excellent, and so forth. And | would be fairly confident that funds
may be discovered to support that, so that we'll look forward to seeing that move ahead.

DR. TROTTER: Thank you.

DR. HOWELL: Thanks very much for that -- you obviously had a very meaty meeting today,
and so forth. And now we go to Coleen, with the Subcommittee on Follow-up and Treatment.

DR. VOCKLEY: Can I just make a comment about that learning collaborative idea?
DR. HOWELL: Yeah. Please.

DR. VOCKLEY: The only thing is for the group to consider some family input in that, in the
sense that you're developing something that is going to be a service for families. In some of the
learning collaboratives we've done, we've had family members as part of the team. So, | would
just mention that.

DR. HOWELL: The chairman of that working group is nodding that he understands. Thanks.
Coleen?

DR. BOYLE: Okay. Thank you. I'll be brief. | have just one slide summarizing the work of the
subcommittee, but the slide is in no way a reflection -- the brevity of the slide is in no way a
reflection of the work of the subcommittee.



We also had a very active subcommittee meeting this morning. We also had a special meeting
yesterday on one of the topic areas, which I'll discuss. And as you all know, we have been
focusing most of the energies of the subcommittee on trying to define what "long-term follow-
up" is, since that's -- that was the -- sort of the piece of the newborn screening system that was
the least well defined and developed at the time this committee became chartered. And I think
we've made substantial progress in that area, but | think we have a lot left to do, as a reflection of
what I'm going to tell you. You all know that we did have a -- sort of the first, sort of, the
grounding paper that was coauthored by the subcommittee, and Alex Kemper took the lead on, in
terms of defining what "long-term follow-up™ was. In the context of that effort, we also spent a
lot of energies trying to define: Who are the major players in the sectors involved in long-term
follow-up, and what are their principal roles and responsibilities? And we now have a document
that has



been developed over the last, probably, year, that attempts to do that, and fleshing out what the --
the major roles and responsibilities of those various sectors. And the primary sectors we were
looking at are the public health sector, both the national and the State level; the provider sector,
both the primary and the specialty-care aspects of that; and then obviously, the family -- the child
and the family as a separate sector. So, that was shared this morning in our subcommittee, that
draft statement. We all agreed that it needed a little bit more tweaking, which we're going to go
back and do. And hopefully we'll be able to share it with the full advisory committee once we get
buy-in from the subcommittee on our next -- at our next meeting, whenever that is. January? Is
that when our next meeting is? Yes, okay. So, that's the status on that. So, in the context -- again,
thinking about long-term follow-up -- if you could follow, down here on the second bullet -- |
don't have a pointer -- yeah, here we go. On the last -- actually, our last



in-person meeting, in January, we started to think about, sort of, the next steps on long-term
follow-up. And this was really trying to develop, sort of, these quality measures, to measure the
success of long-term follow-up, as a sort of a public health and a healthcare provider assurance
function. And we brought together a number of folks, including the grantees, from CDC, NIH,
and HRSA that are involved in long-term follow-up, to start looking at what was being collected
from a data perspective, and whether or not we could define some common data elements or sort
of a common data set. And we felt that, after that meeting, that was probably too ambitious, and
it was also putting the cart before the horse. So, we took a step back and said, "Oh, what we
really need to be doing is what -- defining what those overarching questions are."” Sort of, what
are the quality measure there, in terms of trying to understand and monitor long-term follow-up?
So, we have spent a lot of time over the last -- actually, since January -- putting together a small
group who actually has come up with a matrix that looks



at the -- sort of, the major questions that need to be addressed, and using the framework of the
Kemper article, in terms of the major components of long-term follow-up; namely, the -- excuse
me -- care coordination, evidence-based treatment, continuous quality improvement, sort of,
ongoing monitoring and surveillance aspect, and then the research -- or the new -- the clinical, as
well as the clinical trial research of the new knowledge discovery. Obviously, this is all a
continuous process. And then we framed that within the context of the different sectors. And
yesterday we had a very lively meeting, where we basically took each of those -- sort of, that
draft document, and tried to refine it by that different sector. So, | think we've gotten to a point
where there was consensus, sort of, across the sectors, in terms of what the major questions were.
I think we need to do a little bit more work on that, which we hope we will do, in the context of,
sort of, our ongoing calls. And Chris Kus has agreed to, sort of, try to shepherd that forward. So,
| do feel like we



are making some very concrete progress. As you all know, our -- another agenda item for our
committee has been the whole issue of medical food and the issue of coverage for -- insurance
coverage for medical foods. And Dr. Howell gave a brief summary of the updates on the letter
that the subcommittee had developed, and the advisory committee had adopted, and went
forward to the Secretary. But, in that context, we were -- also had been doing a survey, in three
of the regional centers, trying to get a better sense of this problem at the local level. And Mary
Kay Kenney, from HRSA, did a very nice job -- | don't know if she's here -- sort of giving us a
preliminary overview of the analysis from that data. We're still collecting additional information,
but the hope was that we'd actually have something that we could present back to the full
committee again at our next meeting. And then the last item | have here -- in our discussions
yesterday, as well as this morning -- again, | thought we had some very good discussions -- some
of the short-term follow-up issues sort of came



up, and some of -- | should say, the -- some of the challenges with short-term follow-up came up.
And | guess it became clear to a number of us that the advisory committee could be very
instrumental in perhaps providing some policy guidance around these short-term issues -- or,
recommendations. And one of them that we had discussed was the -- perhaps it would help short-
term follow-up, in terms of a data reporting perspective, if newborn screening conditions were a
reportable condition at a State level. That might help facilitate the reporting and collection of that
information, and the -- really, the key components that are captured under short-term follow-up.
So that's -- that was one issue that we talked about. The other issue was the fact that, many
States, the linkage with vital records doesn't happen on a routine or real-time basis, and the fact
that children, you know, are -- may, in fact, be lost through that process, and that that just seems
like a little bit of a no-brainer, but, obviously, to facilitate that from happening at a State level is
very challenging. So again, what could our -- us -- this



advisory committee do to help facilitate that happening in a ongoing and, you know, most
advantageously, a real-time basis? We thought that that might be something that the
subcommittee could give some thought to. So, we did get a volunteer. | had asked for a volunteer
to help shepherd that -- these issues along. And there may be other, sort of, very tangible
activities or issues that the advisory committee could really help, sort of, take on or move and
address. So we do have a volunteer there, and I'm delighted with that. So, that's the update.

DR. HOWELL.: Any questions of Coleen about her committee's work? Thank you very much,
Coleen. We'll expect -- so you have -- you're going to have a couple of very specific reports for
the committee in January.

DR. BOYLE: Yes.

DR. HOWELL: So we'll look -- we'll look forward to seeing those, and so forth. We're now
going to have an update from Ms.



Christine Brown on the draft letter -- legislation on medical foods that's currently being
sponsored by Senator John Kerry. | mentioned that briefly this morning. I would like to welcome
Ms. Brown, who is executive director of the National PKU Alliance. This alliance is a national
nonprofit organization that works to improve the lives of individuals and families associated with
phenylketonuria through research, support, education, and advocacy, while working toward a
cure. Ms. Brown has an extensive career in coalition-building, fundraising, advocacy, and she is,
importantly, the mother of two children with phenylketonuria. Ms. Brown?

MS. BROWN: Thank you very much, and thank you for the opportunity to give an update to the
committee. | just have a few slides to share with you as | give you an update on our advocacy
efforts. The National PKU Alliance was actually formed last year, officially, by parents,
grandparents, and adults living with PKU across the country, and our mission is to improve the
lives of individuals and



families with PKU. I'm doing this by raising money for research, offering support to families,
providing education on the disease, as well as advocacy, while ultimately seeking a cure. We are
actually a coalition of State and regional PKU organizations, so each of the organizations that
you see above, there, has a seat on our board of directors. Right now, we -- to be a member
organization, you have to have your 501(c) (3) nonprofit status from the government; and so, we
also have some other organizations that are not listed here, that, once they have that status, they
will be members, as well. So, if | put together all of our member organizations and those that are
waiting for their status, we actually currently cover 38 of the 50 States. This past summer, with
everything happening very quickly on healthcare reform -- actually, this past spring -- we made a
decision to actually send our advocacy chair, Kelly McDonald out of Texas, to Capitol Hill for
the summer. And we started this out by looking at -- as healthcare reform discussions were



happening, we wanted to make sure that inborn errors of metabolism were not left out of the
discussions, you know, during this time in Congress as things were moving rapidly forward. And
so, Kelly spent 6 weeks here this summer. We gathered healthcare stories from around the
country, from families dealing with PKU, in terms of the difficulty that they were having getting
coverage for both medical food and also for the modified low protein foods. And in addition to
that, we also used the letter that this subcommittee formed in April to HHS, and this was just an
incredible way for us to provide education to Members of Congress. Over the summer, we
actually had a chance -- we visited with all 100 Senate offices, and right now we're up to, | think,
about 230 House of Representative offices, and all of them have received copies of your three-
page letter. And it's just been a wonderful way for us to provide some legitimacy to our work,
and to really be able to use this as a document that very succinctly shows, you know, what the
problem is, and then also your



recommendation for what the solution is. As Dr. Howell has stated, Senator John Kerry
announced, actually earlier this month, that he agreed to draft legislation to federally mandate
insurance companies to cover medical foods and modified low protein foods for PKU as well as
29 other inborn errors of metabolism. And we are so pleased that -- Dr. Howell, that you're
working with his office, as well as others, in the drafting of that legislation. One of the things
that we've been doing is, we've been embarking on some advocacy campaigns connecting PKU
families with their Senators and with their Representatives. And just to give you an example, last
week we had more than 900 e-mails sent out to Members of Congress from parents, from
grandparents, from adults, from family members, from clinicians, et cetera, about the importance
of covering the medical foods. We are also embarking on a coordinating campaign of phone
calls, e-mails, in-district meetings, and also -- excuse me -- letters to the editor that will be
appearing, as well, as we move this campaign



forward; also, working in partnership, obviously, with other rare-disease organizations and other
IEMs. And one of the things that we also are currently looking for are, if any of you, as
practitioners, have specific cases that you could share with us on denials that have happened with
your patients, either in Medicaid or Medicare, for medical foods. One of the other things that
we've been working on is some separate meetings that we've had with CMS to show specific
examples of where there's been denials in coverage. So, | would really like to thank you. These
are actually my two children with PKU. My first is actually, you know, drinking his formula on
the beach this summer, and the other one -- | don't have a picture of Connor drinking his
formula. But, your letter has really made just a huge difference to PKU families across the
country. You know, it's been just absolutely incredible for us to be able to use that letter as one
of our talking points; for families to also hand that letter over to their Senator or to their
Representative in in-district



meetings that they've had. And again, | really think that it's given our cause, as a patient
advocacy organization and as a mother, real legitimacy, in terms of that this is an issue and it is a
serious problem. | mean, | was on the Hill yesterday, and | brought with -- my can of Phenex-2, |
brought my medical letter, and | brought pictures of my kids, and that's how I talk about my
story with my own Senators and with my own congressional representative. And, you know, | do
realize that we have a fight ahead, that this is just the beginning. And that, you know, working
together, you know, in a coalition, that's what we really need to do to advance the cause for all
children and adults with IEMs. And lastly, you know, I think the National PKU Alliance -- we're
just seeing so many things happen. There's just been an explosion, we think, in research, in new
treatment options, things coming down the pike, this opportunity with the legislation. And I think
there's a real feeling among the PKU community that this is -- very exciting time, it's a very --
you know, time of innovation that this community has not



seen for a very long time. And we really, I think, have the energy and the passion and the
knowledge to really change the history of PKU as we know it. So, thank you, again, for this
letter. It's really just -- it's helped us so much in our work.

DR. HOWELL: Thank you very much. Are there any questions of Ms. Brown? Jena?

DR. MONACO: Yes. As a parent, | truly value those efforts. | wanted to know, does the
legislation that's being drafted address the issue of self-insured companies not having to follow
mandates like this?

MS. BROWN: We hope so. Again, we haven't seen any of the draft wording yet for the
legislation. | do know that we're not expected to see that for another 3 weeks, because Senator
Kerry's office is dealing with other healthcare reform issues. You know, | do know that was a
large part of the letter that you sent, and obviously that's what we want. But, you know, once we
have that information, have that draft legislation, we'll be sharing it, you know, among the



rare-disease and IEM community.

DR. HOWELL: The document that | have seen from his office is an outline, at this point, that
they're using to draft the document. And the outline contains most of the -- well, I think, all of
the things that were on our letter, and some other things. And so, we would anticipate that that
will happen. And so forth. I think that, obviously, the committee has worked with this a lot, and
thought about it, and | think we appreciate, tremendously, your efforts, because I think that the
Secretary of HHS cannot, obviously, enact legislation. And so, I think, to accomplish some of the
things that we wanted to see happen will have to be a legislative issue, | think. And so, I think
that that's wonderful, and we appreciate your efforts on behalf of the committee, and | think the
committee is very appreciative of your kind comments for their work. Any other comments?

[No response.]

DR. HOWELL: Thank you very much. And we'll,



obviously, keep the folks posted, and so forth, as we move forward.

It is lunchtime, and we have a relatively short lunch, because we're going to start off at 1:15 with
a presentation from the Office of the National Coordinator of Health Information Technology.
So, we'll need to eat briskly and be back promptly so that we can have that presentation. So,

thank you very much.
[Lunch recess.]

DR. HOWELL: We need to resume, to stay on schedule. And | want to remind you, again, to
remove your BlackBerrys. I've never understood the technicality, but, when they get near the
microphone, they cause grief. Our agenda, that you have, indicates that we'll hear from Dr.
Charles Friedman, who is deputy national coordinator of Health Information Technology in the
Office of the Secretary for Health and Human Services. Unfortunately, Dr. Friedman is unable to
join us today, but we're very pleased to have in his safe --



in his place, his colleague Ginger Price. Ms. Price is the lead for the Nationwide Health
Information Network project in the Department of Health and Human Services, the Office of the
National Coordinator for Health Information Technology. Since August in 2008, the Health --
the National Health Information Network has moved from a trial implementation phase,
showcasing interoperability demonstrations in forums to a limited production pilot phase, where
Federal and private sector --

[Announcement over the public address system.]

DR. HOWELL: WEell, that's very helpful. [Laughter.]

DR. HOWELL: And so, Federal and private-sector partnerships are securely sending health
information across the network. So, let me welcome Ginger Price, who's the deputy director of

the Office of the National Coordinator for Health Information Technology. Ms. Price. And these
microphones are quite curious, in



that you have to keep your finger on the little button all the time. It keeps your finger quite busy.
DR. PRICE: Isn't that interesting. Isn't technology wonderful? Thank you very much. On behalf
of the Office of the National Coordinator, | bring you greetings. I'm not

100-percent sure; should I be working a presentation from this? Okay. Please forgive me,
because it's not appearing on the Desktop.

[Inaudible]

DR. PRICE: No, they're not. So let me just find it.

DR. HOWELL: | wonder if we could bring Ms. Price a handheld microphone, because I think it
would be far easier to use than to deal with your weary finger.

[Pause.]

DR. PRICE: Thank you very much. Today I'm going to talk with you about a few things, some
of which I know very well, and some of which I know less well. But, I will attempt to walk



you through some of the overview of the ARRA activities that are going on in ONC that you will
be interested in and, hopefully, leave you with some information where you can go for regular
updates and to find out more. If you have questions that | am not able to answer, please ask them
anyway. I'll be glad to take them back and refer them to the program. After we discuss
meaningful use and State Grant Program, | will move on the Nationwide Health Information
Network and be able to give you an overview and take your questions on that. So, as most of you
know, I'm sure, the challenge for health IT right now is one of changing fundamentally how we
collect, organize, and use health information within the healthcare environment, both within the
EHR realm, and also within the health information exchange realm. And achieving that and
using it in a meaningful way on a day-to-day basis, so that over time we will be able to affect
outcomes and actually be using that data, not just to install the technology, but to use the
technology, is very important.



In the summer of this year, the HIT policy committee provided final recommendations to the
CMS regarding the definition of "meaningful use."” And CMS is drafting that "meaningful use"
Notice of Proposed Rulemaking, and these should be finalized in 2010. There are some
implications for healthcare reform concerning this. As things go on, they will become more and
more constrained. We'll learn more and more about "meaningful use" -- what happened -- get the
feedback. So, for 2011 the "meaningful use™ criteria is that we will capture and be able to share
data. For 2013, we will advance care processes with decision support. And for 2015, the goal is
to actually show and measure improved outcomes. Most of you have probably seen this. This is
the June 16, 2009, Meaningful-Use Matrix. | will, at the end of this, give you -- well, it's not that
much of an eye-chart. | thought that you might be interested in this; that we actually do have the
discrete measures for some of these. These will be refined over time with feedback from the
community. So, here's the timeline for the next 12



months. This is a suggested timeline, courtesy of the HIT Policy Committee, that in Q3 they will
develop the process for updating the meaningful-use objectives and, hopefully, tag the 2011
measures relevant to specialties; and in the fourth quarter of this year, conduct informational
hearings to inform the 2013 and 2015 criteria development. | think we have a calendar for this on
the Web site. And if you go to www.healthit.hhs.gov, there are hotlinks on the right-hand side,
and also down the left-hand navigation, places where you can go, and this information is
constantly updated. In the first quarter of 2010, the 2013 and 2015 criteria will be updated; and
in the second quarter, the -- we will work with the Standards Committee to ascertain the
availability of those standards. And then, in the third quarter, we find the 2013 meaningful-use
criteria, and, in the fourth quarter, assess the industry preparedness for meeting those 2011 and
initial 2013 meaningful-use criteria. As you can see, this is a very ambitious and far-reaching
agenda that the Health IT Policy Committee



has set out for themselves. The informational hearing on meaningful-use criteria for 2013-'15
will be held in October; and at that time; the gaps in meaningful-use, appropriate measures, will
be discussed, also the criteria for specialists; so that the use of measures relevant to specialists,
the participation in national registry, and the development of new measures will be discussed
there, in that open hearing. And feedback and new ideas from provider organizations for 2013-
2015 will also be sought at that time. As you can see, the -- they are addressing the entire
spectrum of physician practices, from the spectrum of hospitals and safety net providers, as well.
Some considerations concerning the phasing of "meaningful use™ is that they want the -- to tie
this to enabling the health reform. The focus on the outcomes, not the software, although, in
adoption, the software is a very important part of this, because it needs to be useable or no one
will achieve meaningful use.



The feasibility -- we want to balance the urgency of health reform with the time needed to
implement HIT, so that we do get a good adoption rate. The Committee itself is very sensitive to
the under-resourced practices. So, small practices, community health centers in rural settings, are
very important considerations in their deliberations. But also, health IT is essential to achieving
health reform in all settings. So, experience supports the finding that "meaningful use" isn't easy
and it requires ongoing help to implement and maximize the use. And HITECH recognized that,
as well. So, there are two important grant programs, totally approximating $1.2 billion of ONC's
$2 billion dollars in discretionary funds to assist and support the ongoing implementation of
health IT that supports "meaningful use.”" Those programs are the State Health Information
Exchange Cooperative Agreement Program and also the Health Information Technology
Extension Program. | will not discuss the Health Information Technology Extension Program
today, but that is -- but



that is a program whereby developing at the regional levels, there will be assistance to help
people achieve "meaningful use.” So, in order to keep up to date, there is a health IT recovery
portion, in the left-hand navigation on healthit.hhs.gov. And you can keep up to date with
everything that's happening at that place. So, a little bit about the State Health Information
Exchange Cooperative Agreement Program. We have put out funding opportunities into the
community. They are focused at State-designated entities who will form either collaborations or
the State will identify someone to receive these funds for the State, and to develop and advance
the mechanisms for sharing across the health system that are implied and required by those
funding opportunities. So, there's about $564 million that will be awarded to support efforts. And
we want to achieve widespread and sustainable health information exchange within and among
States through the meaningful use of electronic health records. So, this is a -- this is a very
interesting



combination of things, where health information exchange and health electronic records are
important, together. The Centers for Medicare and Medicaid Services will issue proposed criteria
for "meaningful use" by the end of 2009, and this will guide these efforts. So, to help potential
applicants, they put out a grants primer. So, all of the funding opportunities and the links to
government wide Web sites that talk about this, and how it will be achieved, are out there, hung
off of this Web site. And ONC is also initiating a series of section 3013 State Cooperative
Agreements Program technical assistance calls. | think they've had two, so far. And these provide
resources and answer questions for those interested in responding to this funding opportunity.
During that first call, the NHIN was one of the subjects that was most requested for people to
hear about, to find out: What is it, how does it figure in to these opportunities, and where do |
find out more information about it and see if this is something that



| want to propose in my proposal? So, the NHIN is basically a network-of-networks concept,
where the -- what were the old geographically-oriented RHIOs and other health information
organizations can exchange information with integrated delivery networks, with community
health centers, with registries and repositories, Federal agencies, whoever would want to abide
by those standards and conventions and exchange information over the NHIN. So, the Internet --
everybody has looked at the Internet, since its advent, as a great way to be able to share
information, and they wanted to share health information. However, that presented two critical
challenges; the Internet is very open, and we needed to be sure that patient privacy, security, and
trust could be established and maintained, and also that information exchange could be
interoperable between systems, so that information generated in one system could be transmitted
across a nationwide network, and it would mean the same thing on the other side of the
exchange. The NHIN has been designed to



address those challenges. So, in order to assure that we can have this privacy, security, and trust,
there are several elements to this. One is a very light, physical infrastructure, so that we can have
a registry that knows all of the NHIN participants, and it knows that they are members in good
standing, and it also has the ability to remove those from the registry, in case there is some kind
of a breach or something happens and they are no longer considered a member in good standing.
This will be the purview of a governance entity of some sort who will be able to adjudge whether
they are -- have the qualifications to become a member, and also when they need to be -- we
hope that that never happens, but -- removed from that network. We also have Web services
built, to be sure that patient preferences can be adhered to. We have a consumer preferences
service, where the Health Information Exchange Organization asks that consumer how they
would like to have their information handled, whether they would like to have it exchanged over
the NHIN or whether, at this time, they would prefer not



to. Those are honored at the point of origin and also can be looked at the other side. There are
audit logs which do take this into account and where this can be audited. We also need assurance
that transmission across the Internet is secure. And we do that in several different ways. The
NHIN uses a digital certificate and also an encryption algorithm to be sure that all information
exchanged over the Internet, where it goes from one side to the other side, is totally encrypted
and safe. In terms of interoperability, the NHIN includes a set of technical protocols, industry
standards, and very specific implementation guides that enable those NHIN participants to read
and understand the health information that's exchanged, with minimal or no point-to-point
coordination. In order to do this, we take the interoperability standards that HITSP puts out, and
then we constrain them further to be sure that both parties on each side can only interpret the
information one way. We put those out, and then they can be instantiated in "gateways," we call
it, that go



between the integrated delivery network, for instance, and the RHIO, and can be understood on
either side of that. So, basically, the NHIN provides common legal framework for information
sharing. In order to come on to the network, people will be required to sign a data-use and
reciprocal-support agreement that governs how they will react within this exchange. There can
be other data-use agreements that will be in place -- say, at the community health center level, at
the integrated delivery network level -- but does not govern the exchange across this network.
Also, the common infrastructure necessary for network security and connectivity, again, in
several ways that we accomplish this, both within the Web services themselves, within the
encryption, and also by issuing a digital certificate that each holder must own before it can
exchange information across the network. And, we have the specifications, which ensure that the
content can be understood on both sides of this, and also that the content -- the transport and the
acknowledgement can be done.



This is basically how the NHIN is configured. The NHIN itself is the little starfish-looking thing
between all of the gateways. The gateways are the instantiation of the specifications that ensure
that everybody, no matter what they look like on the back end of this -- they can have their own
architectures -- but this very light, common architecture and physical network ensures that we
can understand, amongst all of this. Now, we see here that the NHIN has always considered that
we will have other entities on here. Today, mostly we have people exchanging a C32 document,
which is a summary of care -- has information in it, and this enables both people on each side to
have a certain level of information. But, as you can see, there are other networks that we will be
wanting to bring on. 1 kind of call these "entity groups.” So, when PHRs would come on, we
would need to look at the NHIN and relook at the services to see, Do they need something
different? How does this need to be changed? Does this change the trust fabric? What do we
have to do so that they can



come on and become a part of the overall network? So, some of the principles for the NHIN:
Needs to be highly distributed, so patient information is retained at the local health information
exchange level or in the local integrated delivery network or, in the case of VA or DOD, within
their local systems. And there's the principle of local autonomy, where each of the health
information organizations -- and that would be, for instance, VA, DOD, Indian Health Service,
Kaiser Permanente -- they make their own determinations with release to patient information.
Once they have done that, and they put it in, we are the secure transport which gets it from one
place to the other, and in a form that can be understood on the other side. We focus only on
interorganizational health exchange at this point. At the beginning, the NHIN was really looking
to see, Can we find a standard that we can drive down into the lowest level of health information
exchange? And, that really was not possible at that time. We may get to that someday, where
these standards can be driven down at -- to a



lower level. But, really we started out to focus on interorganizational health exchange. Can VA
exchange with DOD? Not going down into the inter-DOD level or the inter-VA level. Using the
public Internet: We wanted to go as light as we could. We did not want to build, you know,
spaghetti of -- all across the country, where people had a proprietary network. We wanted to
reuse what was already out there, to make it cheap, light, and very flexible. So, we started out
with a set of protocols and standards, which are basically from Web services, which -- and
content profiles -- which we can ride on the Internet, but create, basically, a virtual private
network on top of that Internet, so that we can be private, secure, but still run on, basically, the
public infrastructure. The NHIN -- we wanted it to be platform-neutral. So, it's adopted a stack of
Web services that can be implemented using many operating systems and programming
languages. Some of you may know, we started off with -- coming up with prototype
architectures. There were four of them. Then we



refined that by going into trial implementations. And we had nine contractors who really
implemented this nine different ways. The Federal Health Architecture Group worked with the
Feds to come up with one gateway which could be reused by all of the Federal agencies. And
that is called "CONNECT," and that has been released into open source and is being used today,
not only by the Federal agencies, but also by some private entities. The NHIN Cooperative is a
group of private health information organizations, State-level health information organizations,
provider organizations and IDNs, and Federal entities. And all of these have come together,
some through contract, some through grant, some through understandings with the Federal
Government, where we had something we called the "Federal Consortium," and they all came
together to develop the trust fabric, the organizational understandings of how the Federal
Government could exchange health information securely and -- you know, all of the rules of
engagements between the private and the public health information organizations.



Where we are now: We have come out of the trial implementations, which were highly
successful and, really, a proof of concept for this, and immediately were challenged by
organizations that wanted to move into what we're calling "limited production pilots."
MedVirginia and Social Security Administration wanted to go into limited production, and they
did that in February of 2009. The trial implementations were over in December of 2008. So, you
can see, this is not a very large amount of time for someone to go into production. Other
organizations that we are working with now in implementation phases are planning to
demonstrate health information exchange in the limited production environment, including
Kaiser Permanente, The Department of Veterans Affairs, and they plan to go into a live
production mode to exchange information in December. The Department of Defense plans on
joining in January. The Centers for Disease Control and Prevention are actively working on a
demonstration, and Social Security has released an RFP on the street which



they will be starting to award in January. And there are $24 million of ARRA dollars that are
going into an NHIN-based exchange of information, where Social Security will get information
from these organizations to make eligibility determinations. They have automated that. It is -- it
is very, very impressive what they have done. They have cut the time down from some 73 days,
waiting for disability determination, to in the neighborhood of 30. And we hope to see that really
pick up, this next year, both in volume and also being able to shave even some time off of that.
So, the next phase, we will start the formal process of onboarding pilot partners, according to the
rules of engagement, into this trusted community. We will have a setup where will perform
conformance testing and interoperability testing. "Conformance," being conformance to the
NHIN specifications; and "interoperability,” meaning, "Now that I'm conformant, can | actually
get information from me to you, whether it's across the street or across the country?™" We will --
upon completion of testing and also the vetting of the character and qualifications of



the organization, we will issue them a digital certificate and add them into the NHIN service
registry. The service registry is the -- is the -- contains all of the organizations which, not only
have past conformance testing and interoperability testing, but are ready to exchange information
with each other. The specifications can be used by organizations who do not wish to join the
NHIN. It is entirely possible to do that. The benefits that the stakeholders are telling us will
accrue from actually joining the NHIN is, they will not have to do a point-to-point data-use
agreement, which will really make it very, very much more scalable and able to share with a
wider variety of people, and in a less stringent manner. So, | thought you all might be interested
in a few of the things that are coming up here. As | say, in our first foray into this, we working
from the AHIC use cases and instantiating those in the NHIN. Now that we have a whole new
vista ahead of us with "meaningful use," and a whole 'nother group of people who want to come
to the table, new features are being



asked for, and a lot of these have to do with public health, and these have been put in. We have
business cases for them, we have sponsors for them, and we are in the process of evaluating
these and seeing into which release of the NHIN specifications we can include them. So, we are
responding to these requests, and we will take them to the NHIN technical board, who will
evaluate and tell us how to go on this. But, I think that this is incredibly wonderful, to see us
moving from a trial implementation phase of doing just predetermined work to seeing people see
the utility of this and telling us what they need to do to be able to exchange information. So,
going forward, we're going to showcase demonstrations and network operational capabilities in
early 2010. I'm looking for sometime in January for us to really be able to start operating these in
greater measure. So, if you're interested about more on the NHIN, please go healthit.hhs.gov and
click on the Nationwide Health Information Network or join the



LISTSERV. And, if there are any questions, NHIN@hhs.gov, and we will get back to you.

DR. HOWELL: Thank you very much, Ms. Price. | have one question, and that is -- in response
to the public request for comments about the documents, this group -- our committee -- had sent
a note to you about two issues. One is that there was no newborn screening measures included in
any of the discussion, and nor were there any specific pediatric measures. And do you -- could
you comment about those, or where those might be and whether anything is moving in that area?

DR. PRICE: Yes, but, first of all, may | ask you a question? Because, | did not know that there
was something submitted -- so, where would | be looking for this submission?

DR. HOWELL: I'll ask Dr. Puryear, who is a submitter.

DR. PRICE: Well, I'll -- let me get with you after this. No, there are no requests underway, and
we can certainly provide you with a way to do that.

DR. PURYEAR: This was a previous request for



comment, probably a couple of months ago.

DR. PRICE: And the request for comment was from?

DR. PURYEAR: You guys.

DR. PRICE: The NHIN?

DR. PURYEAR: Yes.

DR. PRICE: Really?

DR. PURYEAR: On the "meaningful use."”

DR. PRICE: Oh. Got it. Here's what I will do. Because the NHIN -- it was not specifically on the
Meaningful-Use Committee, coming up with that -- I am taking a note and | will go back and
check with them.

DR. PURYEAR: I can certainly submit the committee's comments to you, also.

DR. PRICE: That would be great. Thank you.

DR. HOWELL: Good.

DR PURYEAR: Thank you.

DR. HOWELL.: Excellent. Thank you very much.

DR. PRICE: Things are moving fast. It's hard to coordinate, sometimes.

DR. HOWELL.: Excellent. The -- are there questions or comments from



anyone on the Committee or anybody in the audience who would have a question of Ms. Price?

VOICE: [Inaudible.]

DR. HOWELL.: Can you come -- Lisa, can you come up to a microphone, since this is being
recorded?

DR. FEUCHTBAUM: Lisa Feuchtbaum, with the California Department of Public Health,
Genetics Disease Screening Program. It seems to me a natural forum for unfolding some of these
linkages, if you will -- because that's really what they are -- would be within State -- within State
databases run -- for example, linking vital statistic records with -- in California, it's Medi-Cal or
Medicaid data files or -- we have something called OSHPD, which is an outpatient services
database for hospitals. And within States, as State employees, it would be great if we can just get
access. It seems so natural that we should be able to access through, you know, the digital
certificate and with all the agreements -- get access to data within -- get -- we should be able to
get access to data within our own Department of Health Services. And so, that would be



applicable for any State. | mean, I'm thinking from the California perspective. But, currently you
have to jump through lots of hoops to get access to data that you would think you naturally
should have access to, being all part of the same Department of Health Services. As well, there's
disability data through different programs that serve disabled; there's education databases.
There's just all these great databases, and it seems that there should be a way to facilitate the
linkage for people who have legitimate uses of that data. Thank you.

DR. HOWELL.: Is that possible, to link data within a given department? Is there any reason you -
- that your group couldn't do that?

DR. PRICE: Yeah. [Laughter.]

DR. PRICE: Let me tell you what some of the challenges will be with doing that. Now -- and I'm
going to take this back, and I think that we should sit down and discuss -- you know, as the State
grants



happen. But, some of the challenges for the NHIN have been: If you're going to make something
nationwide, there are differing -- and you get to the edge of a certain area -- there are different
rules, for how you deal with data and how you request data and how you handle data, that are
very State-specific. So, there is a lot of sharing and policy work that needs to be done. This is -- |
am very proud of the NHIN team that -- for working 2 years to get the data-use and reciprocal-
support agreement, that really normalizes -- between States -- so that we're able to just share that
summary record. So, | can see this in my mind, and I think that it is something that we should
bring up and talk about, but | would need to do a lot more analysis of what the different
databases are. And, you know, hopefully, over time, it definitely should be true, if we can work
out the policy and issues and get the standards in place.

DR. HOWELL: Thank you very much. It just seems like an extremely important and very
ambitious



project that you've got. Are there further questions or comments for Ms. Price?
[No response.]

DR. HOWELL: Thank you very much -- | don't see any hands, and so forth, and --
DR. PRICE: Thank you.

DR. HOWELL.: -- for coming and joining --

VOICE: [Inaudible]

DR. HOWELL.: -- joining us today. Is there someone on the phone?

VOICE: Hello?

DR. HOWELL: Hello?

VOICE: Ned?

DR. HOWELL.: Ned, is that you?

[No response.]

DR. HOWELL: Well, it's a voice in the dark. [Laughter.]

DR. HOWELL: The -- we'll move on to our next presentation.

VOICE: Hello?

VOICE: Hello, Ned?



DR. CALONGE: Yeah, I'm on the line; but | was muted, so that wasn't me.
VOICE: Oh.

DR. HOWELL.: Okay. All right. You were accused falsely, but we're delighted you're there, and
so forth. [Laughter.]

DR. HOWELL: The -- we'll move on to our next session, which is --
VOICE: So, somebody should be muted that's not.

DR. HOWELL: Someone is -- we're going ahead with Dr. Zuckerman's presentation. And he's
going to tell us about the progress of implementing the newborn screening use case and the
companion resource guide since he last presented to the Committee in February. Dr. Zuckerman
has been a member of the Commission for Certification of Healthcare Information Technology,
Interoperability Work Group since its creation, and is co-chair of the new Interoperability
Workgroup this year. And he is working aggressively and vigorously in this area and he's going
to tell us about what's --



where he is with his various projects, today. Alan?

DR. ZUCKERMAN: Okay. Thank you. And again, I'm speaking to you primarily from my role -
- 1 think you need to switch the presentation -- yes -- as a contractor with -- I'm sorry -- as a role
as a contractor with the Office of the National Coordinator and Personalized Health Group
Initiative. This is a very good bridge from the last presentation, because Ms. Price mentioned this
legacy of use cases that were approved by the AHIC and which are now going forward as this
last phase of the initial development of standards for the Nationwide Health Information
Network. During this transition, after the passage of the Recovery Act, the HITECH -- which
contained the HITECH Act, there was an interruption of work at HITSP to translate prior work
into the new framework. And work has resumed now on the newborn screening use case, which
is now on track to be completed in January of 2010, and which will be put forward as one of
those standards to be approved by the Health Information Technology Standards Committee.
And also, measures



will need to be developed to assess meaningful use of EHR. At the same time, the Association of
Public Health Laboratories, Public Health Informatics Institute, completed their work on an
implementation guide for newborn screening, that's now been approved. It's important to
remember that the Health Information Standards Panel is not a new standards development
organization, but they harmonize and integrate and give guidance on the use of existing
standards. So, having base standards from other organizations like HL7 and the work that APHL
did, lays the foundation for their reccommendations. Also, integrating the Healthcare Enterprise
that runs the Connectathon at HIMSS, has also issued a white paper on newborn screening. And |
just learned, at the lunch break, that they're moving forward on programs to get vendors to
implement projects in newborn screening, newborn discharge, and in the capture of hearing-
screening results. I'll be telling you a little bit about the Requirements Design Standards
Selection document that



was just issued this past Monday, which is why it's not in your briefing book, but is easily
downloaded from the HITSP.org Web site, that | hope you'll comment on. And the next phase in
the development of the use case will be a process called "inspection testing" of the draft
interoperability specification. | think it's also important to return to the presentation that Clem
McDonald gave at your last meeting about the development of coding and terminology, and to
realize that the deliberations of the HIT Policy Committee are now creating an anticipated rapid
movement towards the use of SNOMED and LOINC coding, which will be of particular
significance for newborn screening. And, as you'll be hearing from representative from NLM,
that Web site went live last week, and I hope that all of you will be working with that. I'm also
going to give you some information about a project we've done to take a look at the data that's
captured on the filter paper used to collect the newborn screening specimen, which forms the lab
test ordering information that's part of the use case, and raise some considerations of activities
which you can



be engaged in between now and your next meeting. The RDSS document, which, again, is
available on the Web site, essentially is the first milestone in bringing the use case into reality,
and it provides specific solutions for each aspect of the original use case. It doesn't allow
redefining the scope of the use case that was approved last December, but for every event, every
action for those events, a solution is proposed. And among those events are things like obtaining
consent for newborn screening, potentially obtaining consent for retention of residual dried blood
spots, the ordering of the tests in various reporting back to clinicians, as well as to public health.
So, in that document are decisions about how to move forward on implementing the use case --
selection of particular standards, selection of coding. The RDSS will be open for public comment
through October 16, so we don't have a great deal of time, but there are opportunities to comment
on the standards and on the coding methods that have been selected. And most of the RDSS
cross-references other existing work and documents. So, rather than say the



newborn screening is a unique and different entity, they refer to reuse of material from
immunizations from maternal and child health use cases, reuse of material on the ordering and
reporting of other laboratory tests that will need to be modified and extended for newborn
screening. So, it's important that we look at the RDSS to see that the key unique features of
newborn screening have been identified. And among the things to look at is: What does the
ordering process for newborn screening involve? What data is captured at the time a newborn
screening specimen is obtained? Because that's going to lay the foundation for a lot of the long-
term follow-up work which will follow. There's also been a lot of interest in defining how
effective we've been at combining hearing screening with other forms of newborn screening, and
whether there needs to be provision for separate documents and information exchanges to
capture the ordering and reporting of hearing screening, or whether this can occur in conjunction
with metabolic screening, as it does in about a third of the States.



And it's also important to take a look at the requirements for newborn lab reports. And as we've
discussed at previous meetings, newborn screening is unusual compared to other lab tests, in that
one both reports what the laboratory actually measures, but you're also reporting a great deal of
genetic test interpretation against target disorders. And different States may interpret result
values differently. And there will be an effort in the final interoperability specification to
accommodate State-to-State variability and to adequately report both the interpretation of the
condition screened for, as well as the raw data that those interpretations are based on, with
opportunities to suppress excessive data that will be a problem for clinicians. Of even greater
importance in the RDSS, is the actual draft interoperability specification itself, which is now on
track to be completed by October 30. So, there are only a few weeks remaining to come up with
this document. But, inspection testing and public comments will continue through December 4th.
And it's very important to understand what



"inspection testing” means. This doesn't mean actually implementing the use case; it means
sitting down on paper, and looking at what is going in individual newborn screening programs,
and seeing if the mechanisms and codes and appropriate data fields are there to carry and
transmit that data, and to accommodate variabilities in methods and procedures that are currently
in use in the States, but also, to think forward over the next 5 or 10 years, new approaches to
newborn screening that may require a new form of information exchanges. And one of the fallout
from the HITECH Act is that what it comes out in these specifications will eventually carry the
force of regulation, so that the standards that are selected now aren't going to be totally
voluntary, because, not only will there be incentives for hospitals and physicians and their offices
to adopt certified EHRs, that are using these, but there will also be other restrictions on the way
States implement systems and the way that Federal funds, such as grant funds, can be used. So,
it's really important for people to inspect this



interoperability specification, see that it meets your needs and that it wouldn't create barriers in
the future if this moves forward to come under the various regulations. It will be revised every 2
years, but the first round is proposed to go forward as an interim final resolution on standards in
December. And again, as | said, much of this will make reuse of material from other use cases,
such as existing EHR lab use cases, and work that's been done on the personalized health care
use case for reporting of other types of genetic testing. And one of the unknowns that has been
resolved in the last few months is the selection of SNOMED and LOINC and the additional
incentives that are going to go with that. So, there will be a migration from ICD-9-CM to
SNOMED-coded problem lists, although that will take some time, and the use of ICD-10 for
billing and certain other statistical reporting will continue in parallel. But, there's now no longer
a question that by 2015 the problem lists and EHRSs, both in the hospital and ambulatory setting,
are going to use



SNOMED codes to describe problems. And this makes the work that you'll hear about at the
National Library of Medicine all the more important -- all the more important for this Advisory
Committee to look closely at that, because we can no longer complain about lumping, or the
inability to locate cases because it's not being coded on documents. It's going to take time to
implement, and there will be a period of transition. But, eventually SNOMED-coded problem
lists will be in use. In the same way, LOINC codes are going to be used to report the laboratory
measures. And a special set of LOINC codes have been developed to report genetic test
interpretation as well as the identification of alleles and even the recording of gene sequences.
And again, it's important that we make sure that these new documents are going correctly. HL7
balloted a special implementation guide for genetic testing, reporting on their lab messages back
last May, and this creates a foundation for how newborn screening results of the present and the
future will be accommodated within the current framework of electronic



lab reporting. The people at the National Library of Medicine are counting on you to be their
clinical experts, to make requests from them, and to make corrections to the data which will be
referenced in these HITSP documents. And the final area | want to turn to is that of the test order
data fields. With the help of Brad Therrell at the Newborn Screening and Genetics Resource
Center, we're able to take a look at filter paper forms from 50 States and D.C., and to look at the
kinds of information which States appear to be capturing. Now, this still needs to be verified
further, but cluster analysis reveals three categories of fields, and we'll take look at some of
those. The goal is not to get every State to capture the same data, but to make sure that the
standards which are going to be promulgated can accommodate the variability of what States
actually do. To take a look at the graphs I'm going to show you, you need to appreciate a method
we've used for this that you may want to apply to other data,



where on the X-axis we're plotting out the number of States using a particular data point, but on
the Y-axis we plot out the number of children to which this applies, by multiplying the number
of States collecting the data by the number of newborns in that State. And these slides, which
were developed by some of the staff at ONC from Deloitte, | think, present a very nice way of
looking at data. In the upper-left corner, you see how there's a scatter plot of fields which are
used, some in only a single State, some in nearly all of the States. We're now going to explode
that top cluster of the data elements used in almost all the fields. And you see how some of the
fields are used for large numbers of infants; some may be used in a large number of States, but
relatively few infants; and some fields, such as birth date are not even universal, and that's
because one of the States doesn't enter certain data directly on the filter paper, but has it in other
data sources. But, when you take a look at the ordering of the dates -- and all these slides are in
the briefing book -- you can see that there is a reasonable



clustering of information that's unusual compared to other laboratory tests, but essential for
follow-up. So, there's a great deal of urgency in capturing transfusion data, capturing information
about the mother, to facilitate follow-up, and efforts to resolve some of the name problems.
When we look at the less frequently collected data, we see the diversity of information, that only
a few States may capture the mother's age, that some States require Social Security numbers or
Medicaid numbers. And by looking at this data, we're making an effort to be sure that all of the
kinds of data that States are capturing for their own needs are going to be incorporated into the
standards that are going to be put forward for adoption by the HIT Standards Panel. And, here
again, we have a larger list of the variety of less frequently used fields. The infrequent fields, we
want to still have general purpose fields into which a State could add any additional coded data
element. This is an approach which we also may want to undertake with some of the data
elements that are coming out of the Long-Term Follow-Up Committee.



And, in closing, | just want to raise a few points of decision for the Advisory Committee today.
As | said, public comments on the requirements design will be open through October 16th, and |
hope as many of you as possible will take a look at what has been included, and particularly
some of the areas such as consents and other things we might not normally think of in electronic
health exchange. The inspection testing phase will be extremely important to get people to
actually sit down on paper and see, "Can | do what I'm doing today on paper using the electronic
standards that are proposed?" Among the requests that have come out from HITSP is a need to
number all the laboratories. And again, many of the newborn screening laboratories do not have
CLIA numbers; and so, we need some advice on whether we need to create a whole new
newborn screening laboratory number, or if there are certification -- other laboratory identifiers
that can fill this role, so that standards that were developed for general labs in hospitals and other
settings can be applied to



newborn screening. By the time of your next meeting, on January 21st, we should have a final
interoperability specification, and I hope that you will put taking action on that on your agenda at
your next meeting. And following my presentation, we're going to move on to hear from the staff
at the National Library of Medicine about their newborn screening code site. And again, the
Advisory Committee should participate in ongoing interaction with the National Library of
Medicine to be sure that the codes in their site adequately meet your needs, because HITSP has
chosen to use their site and their work by reference, rather than putting a fixed list of codes or
tests into the specifications. So, as NLM revises its database every 6 months, the standards, in
effect, will change. Thank you. And again, I'm particularly eager to get responses on some of
these five points, here.

DR. HOWELL: Thank you, Alan. | wonder if members of the committee have any specific
comments for Alan. Does the Committee want to respond to any of



the questions that he's posed here, or individually?

DR. BOYLE: I have a general comment -- and maybe, thought -- because it seems like there is a
tremendous amount happening in this area, and I'm wondering if the Committee might want to
consider a workgroup or subcommittee that takes a more deliberative review and interaction with
all of the -- that's happening within the -- in regard to standards, electronic information. I mean,
it's a little daunting to me, hearing all of these talks, to see whether or not -- and particularly
since there is a use case in work for newborn screening, | think it would serve us well to be more
engaged in this.

DR. RINALDO: I'm meditating about the third point. So, are you saying there are, in the U.S.,
State newborn screening laboratories who do not have a clear number?

DR. ZUCKERMAN: Many of them do. And some of them apparently don't. So, it's important
that, as we come to final specifications, that that not be a requirement.

DR. RINALDO: Is Jelili here? Can he raise



his hand?
VOICE: [Inaudible.]
DR. RINALDO: Because that would be extremely worrisome to me.

DR. ZUCKERMAN: We just need to make sure this one of several areas which need to be
reconciled in the standard, that when we borrow something from another use case, that we're able
to still meet all of the requirements.

VOICE: Alan, can you talk a little bit about well coordinated this effort has been with the
previous ONC in the Nationwide Health Information Network discussions around
interoperability, as well? Are they closely linked? Are we -- can we be reassured of that?

DR. ZUCKERMAN: I think that you can be comfortable that everything that HITSP is doing is
very closely linked to work that's been previously recognized, and that, rather than open a debate
on which version of HL7 we should use for newborn screening lab report, decisions that were
made in developing the NHIN are going to more forward. And these are going to apply to long-
term follow-up, as well. There is a quality reporting document architecture that's been developed,
that could be used to collect quality measures for newborn screening. There is now a laboratory
ordering standard that is moving forward. Many other pieces of the problem are going to come
forward. I think the other area which the Advisory Committee should think about are those
request for measures under "meaningful use.” And I see at least nine of the meaningful use
criteria as being particularly relevant, such as capturing orders, incorporating lab test results into
an EHR. But, it also deals with access to patient-specific educational resources, providing
patients with timely access to their health information, providing patients with electronic copies
of their information, and exchanging key clinical test results among providers. And so, | see
these as being ripe for one of those specialty-specific measures, and that newborn screening
could become a way in which practices and hospitals could show that they're making meaningful
use of their HER. Because these capabilities are going to be built



into the products -- both commercial products and the recertification path for open source and
in-house products that people will be using under our [inaudible].

DR. HOWELL.: Can we have some comments about Coleen's suggestion of having a group work
on this in some depth? Piero, do you have any comments about that? The -- could we have some
suggestions of who might serve on that group other that you and Coleen? [Laughter.]

DR. RINALDO: Thank you for a reminder to keep my mouth shut. [Laughter.]

DR. HOWELL: The -- why don't we start with Coleen and Piero, and then add members as you
see fit, and so forth. And Alan can certainly be an outside consultant to the group, and so forth.
But, can you give a little thought to that, and come back and tell us what you're -- how you're
going to manage this program? Okay? Outstanding, and



so forth. We're always pleased when you have a comment. But, you're obviously very, very
interested in this activity, with your work in region four and so forth, so | think that would make
-- and does anybody on the Committee have a key interest in joining this distinguished group?

[No response.]

DR. HOWELL.: Well, they will probably enlist some additional help. Alan, thank you very
much. Are there any other things that you would like us to comment on at the time -- but, we'll
work through this new active, small committee.

VOICE: I think that you -- you just need to adjust your frame of reference, and not look for
newborn screening as a discrete component of meaningful use, but look for the capabilities that
can be measured and addressed through effective newborn screening. And so, | think that will be
a key part of identifying how to fit the matrix, because the matrix that was agreed on last summer
is intended to go forward through 2015, and the part that's lesser is how the specific measures
will be attached. It's at the level of the measures that newborn screening will enter the matrix, not
at the level of special capabilities that are unique to newborn screening.

DR. HOWELL: Thank you very much. We'll now move to a discussion of newborn screening
codes and terminologies, and an approach to a standard report payload. And we're pleased to
have Dr. Kin Wah Fung, who is a scientist at Lister Hill Center for Biomedical Communications
at the National Library of Medicine. Dr. Fung's area of research is health data standards, medical
terminologies, and their effective use in the clinical environment. And, today you're going to
discuss with us NLM's work on standardizing newborn screening codes and terminology. Dr.
Fung?

DR. FUNG: Hi. Good afternoon. My name is Kin Wah Fung, and I'm from the Lister Center of
the National Library of Medicine. | work with Dr. McDonald on this project, and Clem would
very much want to be here today, but due to



a previous engagement, he has to be somewhere else, and he does send his apologies. So, here's
what I'm going to talk about today. I'm going to start with some goals of this project, and then I'll
go straight into describing what we have done so far, in terms of standardization of the newborn
screening data content, and also standardization of the messaging formats. And I'll also show you
what our new Web site looks like. And then I'll finish by talking about some of the work that
remains. So, all this work about standardizing is to promote and facilitate the use of electronic
health data standards to record and transmit newborn screening test results. And the reason for
doing this are because that you can have several benefits by transmitting data electronically. First
of all, the reports can be transmitted much more quickly if they are done electronically; and
secondly, when data is transmitted electronically, it is much easier to track the infants with
positive test results and to make sure that they are properly followed up. And also,



standardizing the content of the newborn screening results will very much encourage and enable
the use and comparison -- basically, the pooling of results from different laboratories and centers.
And last, but not least, if we get enough data, it's very likely that this will give rise to some ideas
to improve the newborn screening process in the future. For the test results to be able to be
transmitted electronically in a standard form, two things have to happen. The first thing is that
there should be standardized codes for the contents being transmitted; namely, the test names, the
analytes, the conditions being screened and also other categorical answers. The second important
component of this project is to standardize the messaging format, which is like a container to
hold what is being transmitted. So, as much as possible, we would like to adhere to national and
international coding standards when we standardize the content of the data being transmitted.
And coding standards that we recommend to use, as mentioned by Dr. Zuckerman, are LOINC
and



SNOMED CT, and ICD-9 and 10-CM are also the other codes that we would -- and -- use. And
also, there are some additional codes for enzymes and OMIM. And I'll talk about these coding
systems one by one, in case you may not be very familiar with what they are. So, LOINC stands
for Logical Observation Identifiers Names and Codes. It was originally developed by the
Regenstrief Institute in Indianapolis, which is where Clem used to work; and he's one of the
founding -- one of the founders, actually, of the LOINC standard. And this effort is fully funded
and supported by the National Library of Medicine. What LOINC does is, it provides a set of
universal codes for identifying measurements. What | mean by "measurement™ is -- well, one
obvious example is, like, a laboratory test; it would be a measurement. LOINC also covers other
measurements, as well, such as, maybe, an X-ray procedure, a chest X-ray, or MRI. There would
be a LOINC code for that. And also, LOINC covers clinical measurements, as well. So, the idea
of giving codes to these measurements is that this information can be



transmitted unambiguously in an electronic message, like in an HL7 message. And I'll talk about
HL?7 a little bit later on. The LOINC standard is widely used in both the U.S. and internationally.
And LOINC is free to everybody for -- free for everybody to use. There's no cost involved, and
there's just a very simple license. So, to prove that LOINC is used internationally, here are some
examples of translation of LOINC concepts into other languages. Here's the translation of the
name "glucose” into eight languages, including Portuguese, Estonian, French, German, Italian,
Korean, and, even simplified Chinese. So, here is the LOINC site. If you're interested, you can
go and take a look. And you can download everything from there. And LOINC also provides a
program called RELMA, which is very useful. If individual labs wants to map the test codes to
LOINC, This is a program that will help them to do so. Next, I'll talk about SNOMED CT a little
bit. SNOMED stands for Systematized Nomenclature of Medicine Clinical Terms. SNOMED
was originally developed by the



College of American Pathologists, maybe 40, 50 years ago. And the original coverage is only for
veterinary medicine. And very shortly afterwards, it was expanded to cover human medicine, as
well. So, in the year 2007, the ownership of SNOMED CT was transferred to an international
organization called the IHTSDO, the International Health Terminologies Standards Development
Organization. And now there are 12 members of this organization, which includes the U.S.,
Canada, U.K., Australia, Netherlands, Sweden, and Spain. And the number is still growing. So,
SNOMED CT has rapidly become the emergent international clinical terminology standard. One
thing to note about SNOMED CT is size; it's the most comprehensive clinical terminology that's
available. It has over 300,000 concepts -- not only concepts; it also has a very rich network of
relationships between these concepts. And these relationships are very useful if one is to perform
computation or reason -- or inference with these concepts. And its multilingual terminology is
being translated into Spanish, German, French; and part of it



is also translated to Chinese. And SNOMED CT is available free of charge for use in IHTSDO
member countries, the U.S. included. And in, also, low-income countries, as defined by the
World Bank, and for any qualified research projects in any country. ICD-9-CM, | believe most
people would have heard of it. It is the International Classification of Diseases, the 9th Revision,
Clinical Modification. And ICD-9-CM is the official system of assigning codes to diagnosis
associated with hospital utilization and public health reporting in the U.S. And one very
important function of ICD-9-CM codes in the U.S. is that it's used for reimbursement and is one
of the HIPAA code sets. Since there's a planned transition from ICD-9-CM to 10-CM by 2013,
so we have included, also, the ICD-10-CM codes in this project. So, there are some other code
standards that we have used here. One of them is the enzyme codes, which is a list of
recommended names for enzymes, recommended by these two bodies. And the enzyme codes



also are freely available for use. The OMIM codes stand for the Online Mendelian Inheritance in
Man. This is a very comprehensive and authoritative collection of human genes and genetic
phenotypes, and their names and codes. So, last, but not least, | would like to mention the
UMLS. The UMLS is not -- the Unified Medical Language System, in itself, is not a single
coding terminologys; it is actually a conglomeration of many biomedical terminologies. It is
developed by the National Library of Medicine over 20 years ago. And it consists of a huge
Metathesaurus which incorporates over 100 biomedical terminologies; classifications and coding
systems and the like. And it contains over 1.5 million concepts in biomedicine. And the one
special thing about the UMLS is that the content of the UMLS are organized by meaning, so that
all the terms from these different terminologies, if they consider to mean the same thing, they
will all be grouped together and given a common and permanent identifier, called a "unique
concept identifier or CUI. And the UMLS acts as a bridge between different coding standards.



So, what we have done is, we collect the lists of tests, analyze conditions, and also the correct
categorical answers; and some of them are already mapped to standard coding systems. And for
those items that do not have standard code attached to it, we will try to fill in the gaps, if we can
find any codes in the standard coding systems that were within the concept. And, at the end of it,
we will also add the UMLS concept unique identifier to all the entities. And we publish this list
on our new Web site, the newbornscreeningcode