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Introduction

Sickle cell disease (SCD) affects more than 7 million
individuals worldwide.! Almost a quarter of individuals
with SCD will suffer a stroke by the age of 45,” with a
recurrence rate approaching 60% in the absence of
therapy.’ Rapid intervention is often necessary for stroke
and other complications of SCD, typically before the
results of hemoglobinopathy evaluation become avail-
able.* Unfortunately, this acuity of need may be exploi-
ted. Specifically, individuals may present with “factitious
SCD”, whereby individuals purport to have SCD and
present with symptoms and signs suggestive of severe
SCD complications necessitating urgent treatment/
intervention, yet fail to show any objective evidence of
the disease upon subsequent laboratory investigation.’
First described in 1974,° and again in 1996," these
factitious cases risk immediate, unnecessary (and
potentially harmful) interventions, including central
venous access device (CVAD) placement and/or RBC
exchange (RCE) transfusion. If patients present with
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acute stroke-like symptoms, thrombolytic therapy may
also be administered.

Beyond the medical risks of unwarranted intervention
for factitious SCD, individuals with true SCD are already
stigmatized. They endure substandard clinical manage-
ment, reflected by longer emergency department wait
times, suboptimal pain control, and a lack of referral to
behavioral and mental health services.'* Patients with
SCD are also more likely to be labeled as malingering or
drug seeking.” While factitious SCD remains a rare—
albeit serious—occurrence, it risks compounding
discrimination against those with true SCD, while dis-
tracting healthcare practitioners from timely manage-
ment of SCD complications that may be life-threatening
(e.g., stroke). We describe a notable case of “factitious
SCD” to promote awareness, outline approaches that may
be used to recognize factitious presentations, minimize
unnecessary medical procedures while still ensuring
appropriate medical care, and prevent further stigmati-
zation of an already vulnerable population.

Case description

In 2022, a Black male, purportedly 37-years-old, pre-
sented to a Connecticut hospital with acute onset facial
drooping, left-sided visual field deficit, right-sided motor
and sensory deficits, and right lower extremity pain. The
patient reported a history of SCD and three prior
strokes. He also endorsed protein C deficiency, and re-
ported RBC transfusion in California one month prior
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to the index presentation. Physical examination was
significant for left-sided facial droop and multiple
healed scars from vascular access sites, which he re-
ported had been used for prior RCE procedures. Lower
extremity evaluation revealed an edematous and tender
right calf, which was concerning for venous thrombosis.
A head computed tomography (CT) scan did not
demonstrate evidence of acute stroke; however, a chronic
posterior left occipital infarct was noted, which may have
explained his focal neurologic findings. Lower extremity
ultrasonography findings were consistent with acute
deep venous thrombosis (DVT). Given the patient’s re-
ported history and acute presentation, tissue plasmin-
ogen activator (tPA) was administered; the patient also
received opioid analgesia and underwent a 13-unit RCE
to rapidly lower HDS levels. The patient was well-
informed about the RCE procedure, including technical
aspects of vascular access, the number of RBC units
required for RCE, and potential complications. Per pro-
tocol, hemoglobin electrophoresis was performed on
blood samples that were collected before and after the
RCE. These results, which were reported the day after the
RCE had been performed, did not detect HbS, refuting a
diagnosis of SCD. Opioid therapy was discontinued.
Although treatment for DVT was recommended, the
patient left the hospital against medical advice (AMA).

Unbeknownst to physicians at the time of the index
presentation in Connecticut in 2022, a Black male had
presented to hospitals in California in 2018, hospitals in
New Mexico, Texas, and North Carolina in 2019, hos-
pitals in Pennsylvania in 2020, and another hospital in
Texas in 2021. At each presentation, his clinical history
was almost indistinguishable from that of the index
admission—he endorsed right-sided weakness and left-
sided facial droop, stated a history of SCD and protein C
deficiency, and typically reported recent RBC trans-
fusion at an out-of-state hospital. In all instances, head
CT demonstrated no evidence of acute ischemia or
hemorrhage, but an old posterior left occipital infarct
was consistently noted. Multiple institutions reported a
reduced protein C activity level. ABO and RhD typing of
the patient’s blood bank sample was either group B
RhD-positive or showed mixed field agglutination. The
latter reflected recent RBC transfusion with compatible,
but not identical, ABO units, thus corroborating aspects
of the patient’s story. He received tPA, emergent RCE,
and opioid analgesia on numerous occasions; however,
definitive testing for SCD via hemoglobin electropho-
resis failed to detect the presence of HbS in all cases in
which it was performed, and the patient ultimately left
AMA from each hospital.

Three days after leaving the Connecticut hospital in
2022, the same individual presented to a hospital in
Maryland under a different alias, where he endorsed a
similar medical history. Hemoglobin solubility testing
did not detect evidence of HbS. Discussions among an
established network of transfusion medicine providers,

including those at the Maryland, Connecticut, and
Pennsylvania hospitals, resulted in comparisons of RBC
antigen genotyping results performed on samples ob-
tained during the respective admissions. The RBC
genotypic analyses were identical, which when consid-
ered in the context of the clinical presentations, sug-
gested that the same individual had presented to each of
the three hospitals on at least one occasion over the
course of two years. Communication with a broader
group of transfusion medicine and hematology physi-
cians prompted an expanded investigation: the index
patient subsequently presented to hospitals in North
Carolina, Georgia, Alabama, and Missouri in the weeks
following his presentation to the Maryland hospital, and
over a seven-year period, he had likely presented to at
least 18 hospitals, spanning 13 states, in which he
requested and received numerous doses of opioids and
tPA, underwent multiple RCEs, and was transfused with
hundreds of units of RBCs.

Discussion
Although the scope of factitious SCD remains un-
known, inquiry of a national email listserv for trans-
fusion medicine professionals suggests that similar
encounters have transpired at hospitals across the
United States (US), where individuals have sought care
in multiple instances for SCD-related complications
under false pretenses. Several of these encounters,
including those of the index patient, transpired during
the height of the COVID-19 pandemic, when hospitals
were grappling with overwhelming patient volumes in
emergency departments and intensive care units, as well
as unprecedented staffing and blood shortages.'* The
ramifications of this behavior are not confined to wasted
resources. Rather, there is risk of deleterious effect from
the interventions (e.g., blood transfusion and tPA) that
are commonly utilized for complications of “SCD”. tPA,
which may be employed in cases of suspected stroke,
can result in hemorrhage, thus risking the very outcome
(i.e., stroke) that was central to the index patient’s
spurious presentation. Blood transfusion confers risk of
transfusion reactions, infectious, and immune (e.g.,
alloimmunization) sequelae,”'® while adverse effects of
RCE extend to CVAD placement (e.g., thrombosis and
infection) and the procedure itself (e.g., electrolyte dis-
turbances secondary to citrate toxicity).”** A diagnosis
of factitious SCD does not preclude a legitimate, co-
morbid diagnosis that warrants urgent intervention; for
example, our index patient had an acute DVT, predis-
posing him to a potentially fatal embolus. Indeed, most
published cases of factitious SCD reported comorbid
conditions that warranted medical management, such
that the factitious aspect of their presentations impeded
their optimal and timely therapy.

Recognition of factitious SCD and prevention of
unnecessary medical treatment are challenging,
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especially as pain is a subjective symptom. Acute
neurologic events in SCD necessitate rapid intervention:
the American Society of Hematology recommends
simple transfusion or RCE within 2 h of presentation for
medical care.” This urgency may cause practitioners,
even those experienced in caring for patients with SCD,
to overlook signs that suggest a factitious diagnosis.
Moreover, recurrent SCD-related vaso-occlusive/pain
crises may not be accompanied by physical signs, and
the anecdotal reports of factitious SCD suggest that
these individuals are well-informed, imparting a
convincing presentation. When physical or radiological
signs are present—as in the described case—this
further complicates diagnosis, whereby the presenting
features may be corroborated using findings from an
unrelated, antecedent event. Central patient databases,
which might facilitate identification of these individuals,
are the exception in the US, and when available, are
confined to discrete hospital networks. Nevertheless,
even if linked databases become available, these patients
may employ different aliases, further complicating
recognition of factitious SCD. Our index patient pre-
sented to a single California hospital on seven separate
occasions, all under different aliases, later determined
using RBC antigen analysis.” At another California
hospital, the same patient presented six times using
four different aliases.* Only a centralized system that
requires linkage to a unique national identifier might
decrease the likelihood of this occurrence.

The acuity of presentation and need for urgent
intervention render laboratory confirmation of a hemo-
globinopathy via hemoglobin electrophoresis or genetic
testing unfeasible at the time treatment decisions are
required. To this end, the peripheral blood smear (PBS)
is simple, rapid, and widely available; this may facilitate
diagnosis, as the absence of sickle cells on PBS should
evoke skepticism surrounding the diagnosis. The chal-
lenge is that of suboptimal sensitivity, particularly in
recently transfused individuals.”' Select tests may aid
diagnosis in emergent situations, but these have not
been approved for this specific purpose and have limi-
tations. These include rapid, qualitative solubility testing
for the presence of sickling hemoglobin variants (e.g.,
HbS). However, the test would be positive if the patient
carried sickle cell trait or another sickling variant he-
moglobin, even in the setting of factitious SCD. Another
approach is hemoglobin Alc (HbAlc) assessment. He-
moglobin Alc testing is used to monitor diabetes as it
reflects blood glucose levels over the life span of the
RBC. In the setting of chronic hemolysis, as in true
SCD, HbAlc should be abnormally low, given the
reduced RBC lifespan. Therefore, a normal HbAlc
should render the diagnosis of true SCD unlikely.
Nonetheless, cut-offs have not been established for he-
moglobinopathies and published findings regarding the
ability of HbAlc testing to differentiate “true” from
“spurious” SCD are conflicting.?**
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Given the lack of tests that can provide accurate,
real-time diagnosis of SCD, careful clinical history
collection and timely communication with physicians
and centers endorsed for prior treatment may be the
most effective methods to avoid unnecessary in-
terventions. In several of this patient’s presentations to
California hospitals, the provided clinical history
revealed discrepancies, including the provision of non-
existent primary healthcare providers or providers and
medical centers possessing no record or knowledge of
the patient. If encountered, these details should evoke
suspicion of deceptive activity. Timely communication
with medical centers where a patient endorses treat-
ment also has the advantage of improving care for
patients with true SCD, allowing for sharing of RBC
alloantibody and/or RBC antigen phenotype/genotype
to select appropriate blood products and minimize
adverse outcomes.

The treatment of individuals with SCD is challenging
and emblematic of health inequity. This multisystem,
debilitating disease—almost exclusively—affects the
Black and, to a lesser extent, Hispanic or Latino pop-
ulations. Patients with SCD encounter myriad chal-
lenges, both from the disease itself, as well as those
inherent to navigating a healthcare system that has often
stigmatized and discriminated against them.'®” En-
counters between healthcare providers and patients with
factitious SCD may contribute to unconscious bias
against patients with genuine SCD for the emergency
department staff that are often the first point of contact
for individuals with acute SCD-related complications.
This bias may compound the risk of adverse outcomes
in patients with SCD, wherein medical providers ignore
pain that could be a sign of cardiac failure, splenic
infarction, and other medical emergencies. Finally,
while factitious SCD merits awareness, it must be
placed in context as a rare disorder. The motives un-
derlying the patient’s reasoning for seeking care remain
unknown. Importantly, it should not be used to under-
mine treatment of those with genuine SCD. Nonethe-
less, the medical community must remain vigilant to
avoid unnecessary intervention and the associated
complications in these rare occurrences.
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