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CASE 1
53 Y/O WOMAN



Brief history

* Past history

* Chief complain
For routine mammographic screening



Imaging studies

Digital mammography (2021.03.17)



Imaging findings

v Multiple nodules or skin nodules of bilateral
breasts and chest wall

- Neurofibromatosis (BIRADS 2)



Neurofibromatosis

« A.k.a. von Recklinghausen disease (NF1)

- Heterogeneous multisystem neurocutaneous disorders
caused by autosomal dominant mutations in NF genes, which
are considered a classical tumor suppressors

* NF1: 17911 locus on NF1 gene (85-90%)
NF2: 22912 locus on NF2 gene (10-15%)

« Mammography:

-Multiple well-defined benign-appearing masses, classically
peri-areolar in location. Portions of the outline may be
rimmed by air density reflecting their superficial nature

- Lesions can mimic and partially obscure breast lesions






Neurofibromatosis

 NF1 is associated with increased risk of breast cancer

« Both the NF1 gene & BRCA1 gene are located in the long arm
of chromosome 17
- interaction between these two genes has been suggested

« Women with NF1 have a substantial contralateral breast
cancer incidence and poor survival (20yr SV. 37% vs. 84%)

* Early start of breast cancer screening may be a way to
improve the survival.
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