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Klinické udaje

* Chlapec, 13 rokov
* Podkozny tumor na cCele
e Pokus o kompletnu exciziu

* Fragmentovany material 10 x 8 x 5 mm
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Imunohistochémia
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Beta catenin
S100

Factor X
CD34
AEL/AE3






GENETIKA

* rearanz genov SPARC-USP6



Nodularna fasciitida

* relativne Casta benigna myofibroblasticka lézia s limitovanym
rastovym potencialom, mozna spontanna regresia

e typicky je rychly rast (tyzdne)
* najcastejsie u mladych dospelych
 kranidlna fasciitida u malych deti (mo6ze postihovat lebku a prerastat az na
pleny)

e v podkozi koncatin (predlaktie), krk, trup

* intramuskularne
* inradermalne
* intravaskularna fasciitida



Virchows Archiv
https://doi.org/10.1007/s00428-018-2350-0

ORIGINAL ARTICLE

Misses and near misses in diagnosing nodular fasciitis

and morphologically related reactive myofibroblastic proliferations:
experience of a referral center with emphasis on frequency of USP6
gene rearrangements

Ramona Erber' - Abbas Agaimy'

* iba 1/3 pripadov NF bola diagnostikovana spravne
* 1/3 inicialne klasifikovand ako malignita
* DDx NF iba v % pripadov

e 74,4% translokacia USP6 (v literature az cca 90%)



USP6-indukované/asociované nadory

e rearanz USP6 bola povodne identifikovana v ABC a neskor v NF

* definuje skupinu “USP6-indukovanych/asociovanych nadorov*
e aneuryzmaticka kostna cysta (ABC)
* nodularna fasciitida (NF)
e extraosealna ABC

e ,giant cell reparative granuloma of the hands and feet” (solidny variant ABC v malych
kostiach)

* cellular fibroma of tendon sheath (tenosynovialny variant NF)
* Myositis ossificans
* Fibro-osseous pseudotumor of digits



USP6-indukované/asociované nadory

* ide o pribuzné pseudosarkomoveé lézie so spolocnym molekulovym
pozadim (translokacia USP6), podobnou morfoldgiou a klinickou
prezentaciou

* limitovany rastovy potencial, nizky pocet recidiv aj pri inkompletnej resekcii,
proliferaciu ,,plump® (myo) fibroblastov a variabilne pritomnou produkciou
kostnej matrix

» dokaz translokacie USP6 moze byt (v sprdvnom kontexte) uzitocnou
pomockou pri odliSovani od malignych 1ézii, najma v malej/probatérne;
biopsii



* najCastejsi fuzny partner USP6 v ABC je CDH11 (cadherin 11)

* alternativni partneri TRAP150, ZNF9, OMD, COL1A1, SEC31A, E1F1, FOSL2, RUNX2,
PAFAH1B1, STAT3, a CTNNB1

* najCastejsi fuzny partner USP6 v NF je MYH9 (non-muscle myosin class |
family)
e alternativni partneri RRBP1, CALU, CTNNB1, MIR22HG, SPARC, THBS2 a COL6A2

* 75% pripadov MO/FOP ma fuziu génov COL1A1-USP6



e 41-rocna zena _m

e rezistencia v oblasti l[avého
predlaktia

* Patologicka diagnoza:
myxofibrosarkom

* Konzultacné vysetrenie na
potvrdenie diagndzy
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NGS: fuzia EIFS5A-USP6

Doposial nepopisany fuzny partner









JAKA JE VASE
DIAGNOZA

Jaka je vase diagno6za?

Marian Svajdler 2, Michael Michal 2, Miroslava Takaéova 3, Helena Bauméohlovd, Peter Svajdler 3, Michal Michal '

1Sikldv tstav patologie, Univerzita Karlova Praha, Lékafskd fakulta Plzeri a Fakultni nemocnice Plzer, Ceskd republika
2 Bioptickd laboratof, s.r.0., Plzen, Ceskd republika
3 Oddelenie patoldgie, Univerzitnd nemocnica Louisa Pasteura, KoSice, Slovenskd republika

Fibro-osseous pseudotumor of digits
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Fibro-osseous pseudotumor of digits
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Myositis ossificans
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* histologicky maju MO a FOP vzajomne prekryvajuce sa Crty
e podla WHO su MO a FOP klasifikované spolu

e v5/7 (71.4%) analyzovatelnych pripadov MO a 4/5 (80%)
analyzovatelnych pripadov FOP dokazana fuzia COL1A1-USP6

Human Pathology (2019) 88, 39—47

Human
PATHOLOGY
ESiEVI www.elsevier.com/locate/humpath
Original contribution
L] L L] . L .
Fibro-osseous pseudotumor of digits and myositis o

ossificans show consistent COL1A1-USP6
rearrangement: a clinicopathological and genetic
study of 27 cases™

Marian Svajdler MD, PhD*>*, Michael Michal MD, PhD*"-¢, Petr Martinek PhD",
Nikola Ptikova®, Zdenék Kinkor MD, PhD?-®, Peter Szépe MD, CSc®, Peter Svajdler MD¢,
Roman Mezencev PhD?, Michal Michal MD?®
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