INVITED COMMENTARY

Storage and use of residual newborn screening blood
spots: A public policy emergency

Beth A. Tarini, MD, MS

he Secretary of Health and Human Services’ Advisory

Committee on Heritable Disorders in Newborns and Chil-
dren (SACHDNC) is a federally appointed committee whose
responsibility is “to advise the Secretary regarding the most
appropriate application of universal newborn screening tests,
technologies, policies, guidelines and standards for effectively
reducing morbidity and mortality in newborns and children
having, or at risk for, heritable disorders.”' In this issue of
Genetics in Medicine, SACHDNC has set forth recommenda-
tions that provide national guidance on state policies regarding
the storage and use of residual dried blood spots (DBS) after
newborn screening (NBS).2 They have based their recommen-
dations on over a year of investigation and deliberation (started
in February 2009) involving international and national experts
in NBS, public health and law, and members of the lay public.
Although they should be commended for their efforts in bring-
ing this contentious discussion onto the national stage, it comes
too late for some states.

Those not familiar with the issue of residual NBS blood spots
might ask—Why does SACHDNC feel compelled to set forth
recommendations now? In some states, DBS have been stored
and used for decades® for quality improvement purposes (e.g.,
calibration of equipment) and for epidemiologic and environ-
mental studies unrelated to NBS.#-¢ In addition, a federally
funded consortium of regional genetic services networks previ-
ously published guidelines on the use and storage of these
residual blood spots in 1996.7

Two factors loom large in these recommendations: genetic
technology and lawsuits filed against states in 2009. With the
completion of the human genome project and the popularity of
genome-wide association studies, the research value of residual
DBS has skyrocketed. In fact, this year, researchers successfully
amplified DNA and conducted genome-wide gene expression
profiles using DBS.® Researchers have also successfully ex-
tracted and amplified RNA from stored unfrozen samples al-
most a decade old.®

Although SACHDNC hints gently at the lawsuits with their
reference to “heightened public awareness” and “concerns in
some consumer communities regarding both the potential uses
of residual specimens and patient (newborn and family) pri-
vacy,” this language does not do full justice to the acrimonious
nature of the disputes. The first lawsuit came from families in
Minnesota who alleged that storage and use of DBS violated the
state’s Genetic Privacy Act.® The court dismissed the case,
ruling that the state’s Genetic Privacy Act was not applicable to
the NBS program. In a subsequent appeal, the Minnesota Court
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of Appeals affirmed the original court’s ruling,!! and the case is
going to the Minnesota Supreme Court. The second lawsuit was
filed against the Texas State Department of Health by families
who claimed storage and use of NBS for undisclosed research
purposes violated their constitutional protection from unlawful
search and seizure.!2 This case was settled. However, the terms
of the settlement required the state to destroy more than 5
million residual DBS—a move that stunned many in the NBS
community.!3-14

It is neither surprising nor unreasonable that members of the
public have voiced concerns about appropriate privacy safe-
guards and DBS. What is surprising is the bitter and contentious
atmosphere surrounding these lawsuits, much of it stemming
from antigovernment rhetoric that brands storage and use of
DBS as “Big Brother in one of its worst incarnations”!> and
accuses the government of building a DNA biobank for eugenic
purposes.'¢ Unfortunately, the rhetoric has only escalated amid
the recent national debate about healthcare reform with claims
that the government will ultimately use DBS to ration health-
care.'¢® These claims are unfounded and, in some cases, repre-
sent a coopting of these issues for broader political agendas. It
has not helped that the state of Texas is currently embroiled in
a lawsuit over failure to disclose that it provided 800 anony-
mous DBS specimens to the US Armed Forces Laboratory to
assist creation of a forensics database.!” The reality is that these
specimens were used to determine population-level variation in
DNA among different ethnic groups. Unfortunately, perception
often trumps reality, and this incident has fueled public mistrust
of NBS and DBS beyond the boundaries of the state of Texas.

Clearly, much of the publicized backlash is not simply about
protection of privacy but rather protection of privacy from
perceived government intrusion. This is hardly surprising given
that polls last year revealed public trust in government was at its
lowest in 45 years, while anger and frustration at the govern-
ment was at its highest in the past decade.'® So although
SACHDNC is correct that with the storage and use of DBS the
“privacy and confidentiality (of individuals) should be ensured,”
the challenge for state public health departments that run NBS
programs is that they must do so in a politically charged
antigovernment climate.

This is not to say that scientific policy should be ruled by the
politics of the day or bend at the will of a few, loud voices.
Research suggests that most parents support research with these
newborn screening samples.!?29 The goal should not be to
persuade the minority that opposes such research: It is unlikely
that even the best of efforts by public health officials will
change the opinion of those who strongly oppose the storage
and use of DBS. Rather, the goal should be to address their
concerns in a respectful and meaningful way, so as to prevent
the spread of fear and misinformation to the majority. In pedi-
atrics, we have witnessed a similar phenomenon with vaccine
refusal that provides valuable lessons.?!

In short, the challenge for state NBS programs is not just to
develop explicit and transparent policies regarding the storage
and use of NBS DBS—although that is a necessary first step.
The real challenge lies in getting the public to believe in these
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processes and the value of the DBS. SACHDNC does acknowl-
edge the problem of “an unclear message to the public about the
purpose of storage and use of residual NBS blood specimens.””?
Although they highlight the value of the DBS throughout the
recommendations— describing them as “valuable resources for
the public good” and asking policymakers to “consider the
value of the specimens as a promising resource for research”—
specific examples in which DBS specimens have generated
important public health and medical insights* are not provided.
Although the value of the DBS specimens may be a foregone
conclusion to those of us who work in public health and scien-
tific research, that is unlikely to be the case for the general
public. Given that the collections of DBS are a public resource
provided by the public, it is our responsibility to showcase
existing studies to explicitly demonstrate research using DBS is
valuable and provides an important public good.

To some extent, this controversy is emblematic of a larger
problem of public awareness about NBS, which SACHDNC
also acknowledges in its report. Much of the public has little
understanding or awareness of the NBS program, which iden-
tifies individual newborns with inherited conditions, so that they
may receive early, effective treatment.22 SACHDNC recognizes
the danger that the public may conflate the clinical NBS pro-
gram with the storage and use of residual NBS blood spots for
research—“minimal public awareness of NBS ... has engen-
dered public concern about the storage of residual NBS speci-
mens even for standard NBS program uses.” In fact, it has
already happened. Privacy advocates have gone on record re-
ferring to NBS as “The New Eugenics”?3>—a preposterous claim
that may encourage some parents to refuse this potentially
lifesaving testing for their newborns. It is critical that all edu-
cational efforts ensure that the NBS program and storage and
use of residual DBS for research of DBS are distinct in the
public’s mind.

The response to these threats to NBS and DBS should not be
to “tighten the screw” on public engagement about the use and
storage of residual DBS. On the contrary, states should allow
parents a choice in whether their child’s blood spot is used for
research that is not directly related to quality improvements of
the existing tests with NBS programs. Research suggests that
denying parents an opportunity to provide their permission—
whether through opt-in or opt-out mechanisms, written or ver-
bal—is likely to damage public support?° causing programs to
lose both the battle and the war. Michigan provides an example
of a state that has successfully embarked on a consent program
for storage of both past and future DBS.24

Discussions about the storage and use of DBS have focused
heavily on legal (e.g., who owns the DBS) and ethical research
issues. For example, SACHDNC explicitly notes that “there are
no documented cases of harm resulting from the use of residual
NBS specimens.” However, this misses the point. The real
challenge with the storage and use of residual NBS is neither an
ethical nor a legal one—it is a public policy one. These samples
were taken as part of a mandatory public health screening
program. Failure to allow parents a voice in whether those
samples are used for other purposes fuels the antigovernment
ire. Some worry that establishing consent/dissent processes for
storage and use of DBS will hamper enrollment. Paradoxically,
it is likely that allowing parents the opportunity to say “no” may
actually get them to say “yes.” Those not convinced should ask
Andrea Beleno, one of the plaintiffs, in the Texas lawsuit, who
said “And if they’d asked me if I would consent for this blood
to be used for specific medical research . . . I would have prob-
ably said yes.”!5
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