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Clinical presentation

10-day-old baby girl with left facial weakness

A Systemically well
A No peripheral neurology

A No antenatal or perinatal complications
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1 month post-presentation and biopsy
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Two months postdebulking surgery

Vincristine, dactinomycin, cyclophosphamide
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Ten months postdebulking surgery

31/05/2024 IAP 2024 BONE AND SOFT TISSUE MEETING




Ten months postdebulking surgery

One monthpost-RTX
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FINDINGS:
MOLECULAR PROFILING
Sequencing Platforms Whole Genome Targeted Panel RNA
Perfarmed Not performed Performed
Tumour purity 18 %
Tumour mutational burden 0.38 mutations/megabase (not high)

Somatic single nucleotide variants

No pathogenic or likely pathogenic variants

Somatic copy number changes

/mmsis of chr12 (inttsdes HMGA2-NCOR?2 gene fusion)

Somatic gene fusions

(

HMGA2-NCOR?2 gene fusion )

Gene expression

N

N:ene Md change Z-score
CSF1R 9.1 2.2
CSF1 6.8 2.1
L34 3.2 1.0
JAK2 8.6 3.6
PD-L1/CD274 2.5 1.2
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Keratin-positive giant cell tumour with HMGA2-NCOR2fusion
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Modern Pathology (2020) 33:1889-1895
https://doi.org/10.1038/541379-020-0562-8

ARTICLE

Xanthogranulomatous epithelial tumor: report of 6 cases of a novel,
potentially deceptive lesion with a predilection for young women

Karen J. Fritchie
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Recurrent novel HMGA2-NCOR2 fusions characterize a subset
of keratin-positive giant cell-rich soft tissue tumors
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ARTICLE W) Check for updates
Xanthogranulomatous epithelial tumors and keratin-positive

giant cell-rich soft tissue tumors: two aspects of a single entity
with frequent HMGA2-NCOR2 fusions

Carina A. Dehner', Jonathan C. Bakerz, Robert Bell', Brendan C. Dickson 3, Robert E. Schmidt®, Elizabeth G. Demicco
John S. A. Chrisinger(®'™*

3 and
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Keratin-positive GCT withHMGA2-NCOR2fusion

A 52 cases reported

A 75% female; median 28 years (neonate 87 years)
A Median tumour size 30mm (204 140mm)
A

70% soft tissues
A Limbs, trunk, head & neck

A All subcutaneous

A 30% bone

A Vertebral body, long bones (epiphysis), small bones, cranial, pelvic bones

A 10% local recurrence, 5% metastatic rate (N=2, proximal leg subcutaneous)

31/05/2024 IAP 2024 BONE AND SOFT TISSUE MEETING 22



A HMGA2 chr12(q14.3)
e

NCOR2 chr12(q24.31)
=

p1332 p132 pl23 pl2l plal p1122 piLl q12 311 ql313 qi33 qldl qld2 Q5 Q1 ql2 Q31 2132 q22

B HMGA2 wwicosssss NCOR2 i

chr12:66232349 chr12:124887107
11483

231 232 q33 qull

s [T 2 | 3 li“ S Te— - - - 3

c.2491

jmm COOH

1
I
NH2mmm o | os | oo [ sANT? RD2 |  roz  p— o1 | b2
p.83 :p.495

Perret R et al. Am J Surdpathol. 2023; 47: 801.
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2023; 47: 801.

DehnerCA et al. ModPathol. 2022; 35: 1656.
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DehnerCA et al. HumanPathol. 2024; 143: 1.
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