Pripad SD-IAP 768

B. Rychly, Unilabs Bratislava



Klinickée udaje

3-ro¢ny chlapec s bolestami hlavy
makky nador v podkozi zahlavia na l'avej strane

zobrazovacie metddy ukazali obrovsku intrakranidlnu
extraaxialnu 1éziu v zadnej jame s herniaciou procesu
cez defekt kalvy do podkozia zahlavia

radioldg suponuje epidermoidnu cystu (CT), pripadne
meningealny SFT/HPC (MR)

radikalna operacia

anamnesticky je u otca geneticky dokazana FAP (tel.)






Makro CNS procesy je MR
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Peroperac¢na biopsia: Mezenchymalny hypocelularny tumor, meningiém?
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Vvstrel na slepo

Brain Pathology ISSN 1015-6305

RESEARCH ARTICLE

Intracranial myxoid mesenchymal tumors with EWSR1-CREB
family gene fusions: myxoid variant of angiomatoid fibrous
histiocytoma or novel entity?

Tejus A. Bale', Angelica Oviedo?, Harry Kozakewich?, Caterina Giannini4, Phani K. Davineni?,
Keith Ligon'3, Sanda Alexandrescu =3

' Department of Pathology, Brigham and Women Hospital, Boston, MA.

L B

> Department of Pathology Laboratory Medicine, IWK Health Center, Halifax, NS
* Department of Pathology, Boston Children’s Hospital, Boston, MA

Mavo Clinic, Rochester, MN

] )

¢ Department of Pathology
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Vimentin




Beta Catenin







HHF35













Zhrnutie IHC

Vimentin pozit.

zachovana nuklearna pozitivita INI1

+/- pozitivita: SMA, HHF35, D2-40

KI67 cca 2 %

negat.. IDH1, Calretinin, Caldesmon, Calponin,
CD34, AE1/3, GFAP, Olig2, BCL2, ERG, P53,
MyoD1, PR, Dezmin, EMA, CD99, H3K2/M,
STAT6, Myogenin, TTF1, S100, SOX10, GFAP,



 EWSR bez prestavby
* vlastnu dg. som uz mal
» ad Marian Svajdler — sthlasis?
* Analyza zlomu genu USP6 metodou
FISH — negat.






NGS TruSight Oncology 500




NGS TruSight Oncology 500

e bez alteracie WNT, ale s alteraciou
MAPK —






NasSa diagnoza
Kranialna fascitida

(MS: Ide o blizsie neklasifikovatelny
mezenchymalny (myo?)fibroblasticky tumor s
neistym biologickym potencialom -
morfologicky low-grade 1ézia, ktora najviac
pripomina kranialnu fascitidu.)



Popisana Enzingerom
ako typ nodularnej fascitidy

Cranial Fasciitis of Childhood

D. H LAUER, MAJOR, USAF MC, AND F M. ENZINGER, MD

Nine cases of Bbrobinstic kesions occurring im the cranium of youmg children wore reviewed, The uge of 1he
pationts nt the time of isitial trostment ranged From three weeks to siy yeurs imedian 18 saonths), with 1he
lestons being congenital in twn cases, There was a 2:1 male predominance, The size of the lesions averaged
2.5 cm im grestest dimscosion with the largest boing 2.0 cm., AN cases presestod a¢ rupidly growing
masses with a presperative duration of enly two months. The leslons presented as soft-tissne masses deep
I the scalp with imvedverent of the umderly img cranimm in 3l dight of the cases in which roentgenogramy
or operative reports were avallubde for review, Characteristically, there wus eroslon of enly the outer
table of the skull, although in three cuses the lesion extended through the inner table to aitach to the
usdirly by dura mater. Iowas not possibie fo detect the exact site of oeigio, slthough oriyin frem one of
the deep fasciul layers of the sculp or the underlying periosteum seens most Iledy . Microscoplicully , (he
leshon appeared o be & proliferstion of Jowely srramped Gbroblasts which most closely resembled
nodular fasciils. Mitotlc Sgares as well as foct of asscous metaplasia re present. Treatment consisted
of excision of 1he mnss with bocal resection or carcitage of the afMected undorlying bone im some cases
Followep revealed a benign clintcal comrse with nu recurrent o aggressive beduvior
Cancer 45401 <4006, 1980,

9 pripadov, kranidlna pseudosarkomat6zna proliferacia u deti
mikké tkaniva s defektom kalvy

len jedna vacsia ako 3,5 cm (9 cm)

pravdepodobne paraosealny povod

mitozy

benigna

trauma mozny etiologicky Cinitel



Podtyp nodularnej fascitidy?

Kranialna fascitida

kranium, temporo-

lokalita .
parietalna oblast’

takmer vylucne do 6,

e priemer 2 roky

muzi / Zeny 2/1

uniformne, myxoidné,

histologia ) hypocelularne

genetika USP6 do cca 30%

Nodularna fascitida

koncatiny, trup, chrbat

priemer 40 rokov

1/1

variabilna histologia,
celularita, zonacia

USP6 viac ako 90%



Kranialna fascitida - histologia

* dobre ohraniCena, neopuzdrena,
malo celularna

* vretenovité, hviezdicovité bunky
(fibroblasty, myofibroblasty)
na myxoidnom pozadi

* krvacania, stromalna sklerotizacia,
tenkostenné cievy

 zapalové bb., makrofagy, obcas
mnohojadrove bunky



Kranialna fascitida - histologia

 fokalne mozu byt atypie, mitdzy

* obcas metaplasticka osifikacia

* rast, stacionarna faza, mozna regresia

* bez rekurencii

* c¢xcizia je postacujuca Th

* raritna (cca 50 pripadov v literature)

* niekedy po traume, 12-19 % (vratane porodnej),
kraniotomii, RAT pre mozgovy TU

Parasagittal cranial fasciitis after irradiation of a
cerebellar medulloblastoma: case report

Case Repont

Parasagittal cranial fasciitis following
infratemporal fossa rhabdomyvosarcoma




Moze byt Cisto intrakranialna

Case Report

Pediatric r— T
Neurosurgery Do
£ - DOk 10.7159/000113119

Cranial Fasciitis Presenting as an Intracranial
Mass in a 10-Year-Old Girl

AnrupHa Hawoer, ' Coazence S. Geeeng,” Doucias C. Rivarp,” axo Lel SHao

Cranial Fasciitis Presenting with
Intracranial Mass: A Case Report

Naova Takeda® Katsuzo Fujita® Shigenori Katayama® Nobuyuki Akutsu®

Kimio Hashimoto®  Eiji Kohmura'

Actn Neurng

| (0O6) 115 28¢
DO 101007 080 10050000 |

LETTER TO THE EDITOR

Manoela Agozzno « Alessandra Cavallero
Frediano Inzani - Harla Acchiandi - Davide Locatelli
Paola Scagnelli + Clara Malattia - Eloisa Arbustini

Cranial fasciitis with exclusive intracranial extension in an 8-year-old girl

J Newrosurg 83:744.747, 1995

Exclusively intracranial cranial fasciitis in a child
Case report

ANEL PAGESSTECHER, MLD., BEATe Exnvesicon, MLD., VERA vax VErTnoves, MLD.,
RUDOLF KORINTHENBERG, M.D., AND BENEMKT VoL, M.D,

Departments of Neswropathology, Newropediatries, and Newrasurgery, University of Freiburg

Freibury

ETMIARY




Je nuklearny Beta Catenin
Specificky pre dezmoid fibromatdzu?

« SFT, Osteosarkom, Maligny Phyllodes, Liposarkém,

MFH / nediferencovany sarkom, Synovialny Sarkom,
MPNS, ...

Nukledrna pozit. staci fokalna, ale vnutornad negat. kontrola musi byt negat.
Len cca 75% dezmoid fibromatoz ma nuklearny Beta Catenin.



Beta Catenin

* USP6 fuzia aktivuje Wnt drahu

* USP6 lezie Casto maju fokalne
nuklearne pozit. Beta Catenin



Genetika, patogencza

« USP6 (COL1IAL-USP6, COL3A1-USP6, SERPINH1-USP6, SPARC-USPG6,
MY H9-USP6), cca v 30% Vv kranialnej, 92% v nodularne;j

« COL1A1-CAMTAL

« USP6-CTNNBI1

* Whnt/ Beta Catenin

« EWSR-CREB ?

 BRAF?

ARTICLE

Recurrent and novel USPé6 fusions in cranial fasciitis identified by
targeted RNA sequencing

Vera A, Paulson™ « van A Stojanov” « Jay K. Wasman® « Tamara Restrepo' « Samantha Cano « Joanna Plunkitt' «
Sekhar Duraisamy' + Marian H. Harris’ * Deborah J. Chute® - Alyaa Allbraheemi’ + Alanna J, Church @'

A subset of cranial fasciitis is associated
with dysregulation of the Wnt/f-catenin
pathway

Dinesh Rakhoeg!
Gail E Toml

A Novel COLIAI-CAMTAI
Rearrangement in Cranial Fasciitis

§SAGE

Judith Jebastin Thangaiah, MD'("), Jasmine Vickery, MD?,

Wasim Selwanes, MD?, Eman Al-Haddad, BS?, Kyle D. Perry, MD',
Nallasivam Palanisamy, PhD'"| Janet M. Poulik, MD?,

Sean R. Williamson, MD'?, Dhananjay A. Chitale, MD',

and Bhaig M. Shehata, MD’




BRAF fuzie a bodove mutacie

* PTC, melanom, gliom

* v mezenchymalnych tumoroch
raritné: GIST, glomus tumor, MIFS,
metanefricky stromalny tumor a v
raritnych ,,infantile sarcoma like*
tumoroch



Kranialna fascitida, zavery

reaktivna / nadorova (?) fibroblasticka —
myofibroblasticka proliferacia

v minulosti ako kranialna varianta
nodularne;j fascitidy (len Cast))

postihuje hlavu Casto s kostnym
defektom a intrakranialnou extenziou

u malych deti

benigna, bez rekurencie, po inkompletnej
resekcit moze regredovat

hlavny vyznam —



Heterogeénna skupina

,hormalny genom* (reaktivna, potraumaticka)
USP6 (kranialna nodularna fascitida)
COL1A1-CAMTAL

(blizka nodularne; fascitide?)

Wnt / Beta Catenin

(myxoidna dezmoid fibromat6za?)
EWSR-CREB intracranial myxoid
mesenchymal tumor (myxoidny intrakranialny
angiomatoidny fibrozny histiocytém?)

dakujem za pozornost



