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Kde kondi a zaCina diagndza Ewingova sarkomu
- popis dvou neobvyklych kostnich nadoru
s translokaci t(20;22)(EWSR1-NFATc2)
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SOUHRN

Popisovany jsou dva pfipady primarniho ,Ewing-like” sarkomu ve femuru 12letého chlapce a humeru 28letého muze. Morfologie obou nadort byla shodna
a sestavala ze solidnich hnizd mozaikovité usporadanych, kulatych bunék se svétlou cytoplazmou a pravidelnymi jadry. Vysledné organoidni usporadanti,
vcetné bohaté septalni vaskularizace a vyznamné pfimeési eozinofilnich leukocytd, pripominalo neuroendokrinni tumor. Imunohistochemickym vysetrenim
byla zjisténa pozitivita antigentd CD10, CD99, CD138. Molekuldrni analyza prokézala u obou sarkomi ptitomnost fizniho transkriptu EWSR1-NFATc2 vychazejici
z translokace t(20;22), jez byla zéroven doprovazena amplifikaci ¢asti téchto gent a jejich prilehlych oblasti. Oba nadory se chovaly agresivné a byly primarné
chemorezistentni. Léze v humeru 4 roky po resekci rozsahle mistné recidivovala s rozpadem osteosyntézy a v plicich byly zjistény suspektni metastazy. Tumor
femuru byl definitivné fesen totalni femoralni endoprotézou a hoch je po 11 mésicich od stanoveni diagnézy bez recidivy. Diskutovano je taxonomické posta-
veni téchto vzacnych lézi v ramci heterogenni skupiny tzv.,Ewing-like” sarkomu.
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Where does Ewing sarcoma end and begin - two cases of unusual bone tumors with
t(20;22)(EWSR1-NFATc2) alteration

SUMMARY

The authors present two cases of Ewing-like sarcoma of the humerus and femur of a 12-year-old boy and a 28-year-old male, respectively. Identical morpholo-
gy in both tumors consisted of multiple solid nests with a mosaic collection of small, round, uniform cells with clear cytoplasm and no apparent nuclear atypia.
A monotonous structural arrangement, including both rich vascularity of bordering septae and significant admixtures of eosinophil leucocytes, resulted in
a final organoid “neuroendocrine-like” pattern. Immunohistochemistry revealed diffuse strong CD10, CD99 and CD138 positivity. Detailed molecular analysis
in both tumors confirmed translocation t(20;22) resulting in an EWSR1-NFATc2 fusion gene. Additionally, this translocation was accompanied by amplifica-
tion of the proximal part of the genes and surrounding areas. Clinically, both neoplasms behaved aggressively and they were primarily chemoresistant. Four
years later, the patient with the lesion in the humerus developed a massive local recurrence with a disruption of osteosynthesis. The last follow-up disclosed
suspicious metastatic deposits in the lung. The boy with the femoral tumor underwent a total femoral prosthesis and there are no signs of local or systemic
recurrence after 11 months of follow-up.

The authors discuss the taxonomic placement of these rare examples of Ewing-like sarcoma family in the light of new molecular discoveries.

Keywords: bone — humerus - femur — small blue round cell tumor - Ewing sarcoma - Ewing-like sarcoma - t(20;22)(EWSR1-NFATc2) - amplification

Cesk Patol 2014, 50(2): 87-91

Ewinglv sarkom/PNET (ES) je po osteosarkomu druhym nej-
CastéjSim malignim tumorem kosti v détském véku (1). K jeho

spolehlivé diagnostice v soucasné dobé jiz nestaci pouze klasic-
ky histologicky obraz hematoxylin-eozinového preparatu, ktery
mUze byt neodlisitelny od biologicky a histogeneticky rozmani-
té skupiny tzv. nddorl z malych tmavych bunék jako napf.
lymfoblastického lymfomu, neuroblastomu, rhabdomyosar-
komu, mezenchymalniho chondrosarkomu, Wilmsova tumoru,

Adresa pro korespondenci:
Doc. MUDr. Zdenék Kinkor, Ph.D.

Bioptickd laborator s.r.o.
Mikuldsské ndm. 4, 326 00 Plzen
tel.: 737 220 449

e-mail: kinkor@medima.cz

CESKO-SLOVENSKA PATOLOGIE 2 2014

malobunécného osteosarkomu, adamantinomu, desmoplastic-
kého kulatobunéé¢ného malobuné¢ného tumoru, a dalsich. Mo-
lekuldrné geneticky prikaz zlomu/translokace EWSR1 genu spo-
le¢né s detekci konkrétniho fuzniho partnera je nyni pokladan
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