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SOUHRN

Predkladan je souhrn literarné dokumentovanych poznatkU se vzacnou skupinou nediferencovanych sarkomt mékkych tkani a kosti definovanych preskupe-
nim gend CIC resp. BCOR, ktery je ilustrovan osobni zkusenosti se tremi pripady. Tato skupina nadort se plivodné vyclenila z tzv. Ewing-like family, kde nebyla
prokazana rearanze EWSR1 genu. Sarkomy s rearanzi CIC a BCOR se castecné lisi vékovou i topografickou distribuci, ale i prognostickymi a prediktivnimi pa-
rametry. Prvni z nich jsou vysoce agresivni a prakticky nepostihuji skelet, ty druhé jsou prevazné kostni tumory mladych chlapct s pfiznivéjsi biologii oproti
klasickému Ewingové sarkomu. Zasadnim zjisténim je variabilita histologického projevu, presahujici bézny obraz malobunécného kulatobunécného sarkomu.
Mnohé tyto nadory charakterizuje naopak vietenobunécna a myxoidni Uprava a relativné blandni vzhled, které posouvaji spektrum diferencialni diagnostiky
mimo Ewing-like family. Nase tfi pozorovani poukazuji na obtiznost diagnostiky téchto |ézi a nutnost implementace cilené molekularni analyzy i v rutinni praxi.
Stéle vsak existuji pfipady, kde ani extenzivni genetické vysetreni prvotni oznaceni Ewing-like sarkomu blize neupfresni.
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What's new in Ewing-like sarcoma family? Soft tissue and bone sarcomas with CIC/BCOR
rearrangement. Review of the literature and first personal experience

SUMMARY

The literature is reviewed regarding of a rare molecularly defined group of sarcomas with rearrangement of both CIC and BCOR genes, which were originally
placed into the EWSR1wt Ewing-like category. Personal experience with three cases demonstrating difficulties of this issue is added. Both groups of lesions dif-
fer not only by age and topography, but also vary in both the prognostic and the predictive parameters. CIC-rearranged tumors are very aggressive and almost
never occur in the skeleton; in contrary, the BCOR-rearranged ones are predominantly bone tumors in young males behaving even better than classical Ewing
sarcoma. From the morphologic point of view, it turned out to be a salient finding that these types of neoplasm might leave canonical morphotype of small
blue round cell sarcoma. Instead of it, they are not uncommonly characterized as a relatively uniform spindle cell proliferation with prevailing myxoid trans-
formation deserving much broader differential diagnosis. Our three cases reports display difficulties in reaching the correct diagnosis even by implementing
sophisticated molecular techniques in routine practice. Notwithstanding of exhaustive molecular assays used, one may still encounter a lesion where original
descriptive term Ewing-lie sarcoma remains uncorrected.
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Diferencidlni diagnostika malobunécnych kulatobunécnych
tumord (MKT), bez ohledu na vék a lokalizaci, zGstava i v sou-
Casnosti obtiznou. Pfesné zarazeni nadord, které morfologicky
mohou vypadat totozné, vyzaduje nejen zkusenost a kvalifiko-
vanou interpretaci efektivniho panelu imunohistochemie (IHC),
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ale pfedevsim raciondlni vyuziti extenzivni molekuldrni biologie.
Jejiz jasné, Ze nékteré léze urcuji konkrétni molekuldrni aberace,
které vsak je paradoxné nutné vnimat pravé v kontextu fenotypu
a lokalizace. Ukazuje se totiz, Ze tatdz genetickd alterace muze byt
jednak spolec¢na celému spektru neoplastickych proliferaci's odlis-
nou morfologii a biologii, ale zaroven stejnym potencidlnim cilem
biologické 1é¢by. Pfikladem budiz NTRK3-ETV6 rearanze spole¢nd
pro sekretoricky karcinom prsu a slinnych Zlaz, infantilni fibrosar-
kom, kongenitalni mezoblasticky nefrom, papilarni karcinom stit-
né Zlazy, GIST ¢i inflamatorni myofibroblasticky tumor. Vysvétleni
tohoto fenoménu neni jasné; vedle dosud nepoznanych kom-
plexnich transkripcnich a epigenetickych regulaci je totiz prin-
cipialni i uroven histogenetické diferenciace bunky cilové tkané.
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