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DOC 01 PROBLEM PRESENTATION:

Role of Laboratory in CBDs

In the laboratory, the team gathered around the conference table, reviewing the latest cases.
They were facing a particularly challenging set of diagnhostic problems—patients whose
symptoms pointed to both hemophilia and von Willebrand disease. Dr. Smith, the hematologist
leading the team, scanned the case reports with a furrowed brow.

“Alright, team," Dr. Smith began, addressing the group. "We’ve been seeing a lot of difficult
cases lately—patients with symptoms that seem to point toward both hemophilia and von
Willebrand disease. But the diagnostic tests aren’t giving us clear answers. We need to figure
out why these results are inconsistent and come up with a solution.”

Dr. Johnson, the laboratory technician, nodded thoughtfully. “Right, the usual tests like aPTT
aren’t helping much. We’re seeing prolonged times, butit’s hard to tell whether it’s hemophilia
or vWD. We also have some cases where the clinical presentation doesn’t match the lab
results.”

Dr. Lee, aclinician specializingintreatment management, interjected as he jotted down notes.
“We need to step back and consider the broader picture. The clinical symptoms can overlap a
lot in these conditions, and in some cases, the patients present with atypical symptoms. We
also have inhibitors to worry about—especially in hemophilia. If inhibitors are present,
treatment response can be entirely different.”

Dr. Smith paused, considering the situation. “That’s true. Inhibitors complicate things because
they don’t always show up on tests right away, and sometimes the titer can be low, which can
lead to false negatives. So, we can’t rely on a single test. We need a more thorough approach.”

Dr. Johnson thought out loud, tapping his pen on the table. “Maybe we should start using a
broader panel of tests. For hemophilia, checking for F8 or F9 mutation and the determination
of FVIIl and FIX levels with one stageand chromogenictest mighthelp us confirm the diagnosis.
For vWD, we could test for vWF activity and antigen levels, and see if that helps distinguishthe
two conditions. For the subtypes with could also add CBA determation, RIPA test or vW
multimer test”

Dr. Lee nodded in agreement. “Good point. And to address the inhibitors, we could standard
Bethesda assay or Nijemegen assay”

Dr. Smith’s expression brightened. “Exactly. We’ll also need to monitor inhibitor development
more frequently, especially in patients with poor responses to factor replacement. Regular



screenings could prevent us from missing inhibitors in patients who may develop them over
time.”

Dr. Johnson, ever the practical thinker, added, “Another thing we need to consider is the
pharmacokinetics of these patients. Their response to factor replacement varies widely, and
this can complicate treatment. We need to better understand how each patient metabolizes
the clotting factors, so we can adjust the doses accordingly.”

Dr. Lee nodded. “Right. Some patients may clear the clotting factors too quickly, or others may
need higher doses due to different half-lives or clearance rates. By tracking pharmacokinetic
profiles, we can personalize the treatment and avoid unnecessary complications.”

Dr. Smith looked around the room, summarizing the team’s ideas. “Okay, so here’s the plan.
First, we’re going to start using genetic testing, clinician and factors determination to
differentiate between hemophilia and vWD. Second, we’ll implement more sensitive inhibitor
tests to catch any inhibitors early. Third, we’ll work with clinicians to create pharmacokinetic
profiles for these patients to adjust their treatment plans more accurately. This should help
ensure that we’re giving the right dose of clotting factors at the right time.”

Dr. Lee leaned forward, adding, “And we need to make sure our communicationwith clinicians
is spot on. If there’s any ambiguity in the lab results, we should have a clear process for
discussing them with the clinical team to ensure they get all the information they need for
accurate diagnosis and treatment.”

Dr. Johnson agreed enthusiastically. “Absolutely. | think regular case review meetings could
help keep everyone on the same page. If we can look at the results together in real-time, we’ll
be ableto discuss and interpret them more effectively, especially in those complex cases.”

Dr. Smith nodded in approval. “Exactly. Clear communication is crucial. Also, we’ll need to
make sure our lab results are aligned with clinical observations, so we don’t risk diagnostic
errors. Ifwe take allthese steps, I’'m confidentwe’ll improve diagnosticaccuracy and treatment
outcomes.”

Dr. Lee smiled. “It sounds like we have a solid plan. We just need to stay consistent with the
testing protocols and collaborate closely with the clinical team. Together, we’ll be able to solve
these diagnostic challenges.”

Dr. Johnson nodded. “Agreed. Let’s put this planinto action and monitor how it improves the
situation. We’ll track the outcomes and adjust as needed.”

Dr. Smith stood up, ready to move forward. “Alright, team. Let’s get to work. Our goal is to
improve our diagnostic accuracy, reduce the treatment delays, and ultimately provide better
care for our patients.”

Questions for Course Participants:



. What are the main diagnostic challenges when differentiating between hemophilia
and von Willebrand disease?

o How can laboratory testing help to clarify these conditions?

In what ways can inhibitor testing be improved to ensure more accurate detection,
particularly for low-titer inhibitors?

o How would you recommend monitoring inhibitors in patients with hemophilia?

How do pharmacokinetic factorsinfluence the management of bleeding disorders,
and how can laboratories contribute to optimizing treatment plans based on these
factors?

o What specific tests or data would be most useful for tailoring therapy?

. What steps can be taken to enhance communication between laboratory teams
and clinicians, ensuring that diagnostic results are interpreted and used
effectively?

o How can case review meetings and real-time consultations improve patient
care?

How can laboratories ensure their results are consistent with clinical observations
and help minimize diagnostic errors?

o What best practices should laboratories adopt to align test results with patient
symptoms and medical history?



