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Letter to the Editor

COL1A1 is a fusionpartner of USP6 in myositis ossificans — FISH analysis of six cases

Dear Editor,

USP6 rearrangement is a consistent genetic driver event in nodular
fasciitis, aneurysmal bone cyst and giant cell lesion of small bones.
These lesions belong to the group of self-limiting diseases of soft tissue
and bone showing histologically a cell culture-like myofibroblastic
proliferation merging variably with osteoid and bone and osteoclastic
giant cells [1, 2].

Recently, we identified USP6 rearrangements in myositis ossificans
expanding the spectrum of the mentioned clonal transient neoplasms
[3].

Sukov et al. investigated twelve cases of myositis ossificans and
found in two instances USP6 rearrangements. They referred them to as
aneurysmal bone cyst of soft tissue and demonstrated USP6-COL1A1 in
one case [4]. Another case of soft tissue aneurysmal bone cyst showed
cytogenetically a translocation t(17;17)(p13;q21) corresponding to

COL1A1 and USP6 loci [5].

This prompted us to analyze COL1A1 FISH in our reported USP6
rearranged myositis ossificans cases by Bekers et al. [3].

USP6 signals were considered positive if at least 20% of the 50
counted cells showed split signals.

Four out of six cases harbored COL1A1 rearrangement (Fig. 1) in-
dicating COL1A1-USP6 fusions in a subset of myositis ossificans.

It seems that the COLIA1 promotor binds to the USP6 coding se-
quence leading to transcriptional upregulation and oncogenic activa-
tion of USP6. This mechanism is similar to the remaining USP6-related
fusion genes in all other lesions mentioned above [1]. COL1A1-USP6
has also been identified in aneurysmal bone cyst underpinning a re-
lationship. It is therefore not surprising that overlapping features of
myositis ossificans and aneurysmal bone cyst of soft tissue are discussed

[6].

Fig. 1. COL1A1 FISH shows break apart signals indicating rearrangement.
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