Neurofibromatosis-Related Biliary Obstruction: Is There A Role In Screening For
Biliary Malignancy?

Defining

neatrh | EXCELLENCE

CARE | in the 2Ist Century

Danielle Joiner MD, Patrick J Carey MD, Hammad Qureshi MD, Samuel Mardini MD MBA MPH FASGE FACG, Naba Saeed MD
® * University of Kentucky

LEARNING OBJECTIVES COURSE/RESULTS

- EGD/ERCP at 1 year showed villous appearance of the
ampulla with surrounding congestion. An irregular biliary
stricture was again appreciated with pathology revealing
ganglioneuroma

DISCUSSION

NF1 has known associations with numerous malignancies

» Breast, bone, thyroid, liver, lung, colon, ovarian,
esophageal, NHL, rhabdomyosarcoma, leukemia, CNS
tumors

1. Review cancer screening guidelines for NF1 patients
2. Present and discuss the need for additional screening

Other than early initiation of breast cancer screening,
there are no other specific cancer screening guidelines
for NF patients compared to the general population,
despite the known high-prevalence of concomitant
tumors in these patients

CASE PRESENTATION

A 63-year-old female with NF-1 presents with a 5-month
history of abdominal pain, nausea, and a 40-lb weight
loss was found to have ileocecal thickening and

; e oL ; ; Up to 25% of NF1 patients can have GI tract involvement
Intra/extrahepatic biliary ductal dilation on imaging.

» But only 5% are symptomatic

NF-1 patients with periampullary or biliary tract masses

have the potential for malignant transformation.

» There are no screening guidelines to facilitate early
detection of tumor progression in this population

EVALUATION

- CEA & CA19-9 normal
- EGD showed multiple large polyps in the second

portion of the duodenum Patients with NF-like findings should also be considered

- ERCP was notable for a periampullary mass causing o D e to have other potential underlying genetic mutations
“l° . . - igure . pemonstration Oor periampuliary mass and mid- STtricture . . - - o - -
biliary obstruction and a mid-CBD stricture that was : PRSP  Constitutional mis-match repair deficiency increases

biopsied and stented across (Figure 1) the risk of malignant transformation by ~80%
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