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pripad C.6
Klinické udaje a makropopis

* muz, 31 let
e zvétsenda mizni uzlina v nadklicku
e k vysetreni LU 25 x 13 x 8 mm
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Mikroskopicky obraz
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pripad C.6
Imunohistochemie a ISH

* p40 pozitivni
* Melan A, TTF-1 a napsin negativni

* In situ hybridizacni vysetreni EBER: negativni
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pripad C.6
Molekularni vysetreni

 \/ysledek analyzy RNA NGS (genové fuze):

* Detekovana fuze genu BRD4::NUTM1
 Misto zlomu: chr19:15256208, chr15:34353824
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Diagndza

NUT karcinom
(metastaza v LU)




* Median veku pri diagnoze: 23 let
* Témeér 50 % pripadu ve véku 14-30 let
* Muze se vyskytovat v jakémkoli véku

NUT midline carcinoma in a newborn with
multiorgan disseminated tumor and a 2-year-old
with a pancreatic/hepatic primary

Bahig M Shehata 1, Charlotte K Steelman, Carlos R Abramowsky, Thomas A Olson,
Christopher A French, Debra F Saxe, Richard R Ricketts, Howard M Katzenstein

A sinonasal NUT midline carcinoma in an 84-year-old man undergoing
radiation and proton therapy

Katherynn Zhang !, Francisco Laxague %2, Christina MacMillan *4, S Danielle MacNeil 12, Kevin Fung 2, John Yoo

1.2 anthony C Nichols 12, Adrian Mendez 12®




pripad C.6
Diskuze

* Metastazy do regionalnich lymfatickych uzlin ve 33 %, vzdalené metastazy
ve 13 % v dobé diagnozy

* Progndza: median preziti 6,5 meésice od diagnozy
* bez vyznamné korelace s vékem cCi pohlavim
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Diskuze

e midline carcinoma“ — sinonazalni trakt, maxilarni sinus, mediastinum

* Morfologie: variabilni
* Malé az stredni uniformni nediferencované bunky
e Vezikularni jadra s napadnymi jadérky, stredni mnozstvi cytoplasmy
* Cetné mitdzy, nekrdzy
* Abruptni keratinizace (33 % pripadu)
* \VVzacné bazaloidni ¢i rhabdoidni diferenciace, mucindzni diferenciace




pripad C.6
Diskuze

* Translokace NUTM1 (15q914) => overexprese NUT
* BRD4::NUTM1
* BRD3::NUTM1
* ZNF532::NUTM1
* BRD2::NUTM1
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pripad C.6

* Imunohistochemie:

Pozitivni v typickych pripadech: Pozitivni vzacneé:
NUT
Epitelialni markery: Synaptofyzin, chromogranin, CD56
cytokeratin CD34, CD138, CD45
CK 5/6 CD99
p63, p40 PRAME
EMA PLAP, SALL4
MUC1, SOX2, MYC
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Dif dg : Mediastinum

Thymicky karcinom

High grade neuroendokrinni karcinom

Hematologické malignity

Desmoplasticky kulatobunécny tumor

Dlazdicobunécny karcinom plic

Germinalni tumory

(dif. dg NUT karcinomu s ZNF532::NUTM 1
translokaci)

Agaimy, Abbas et al. “Misleading Germ Cell Phenotype in Pulmonary NUT
Carcinoma Harboring the ZNF532-NUTM1 Fusion.” The American journal of
surgical pathology vol. 46,2 (2022): 281-288.
doi:10.1097/PAS.0000000000001774
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Chen M, Zhao S, Liang Z, Wang W, Zhou P, Jiang L. NUT carcinoma of the parotid gland: report

of two cases, one with a rare ZNF532-NUTM1 fusion. Virchows Arch. 2022;480(4):887-897.
doi:10.1007/s00428-021-03253-9



Thymicky karcinom

9 sl T N ; ST o
Karlin K, Michaels PD. Thymic carcinoma: review and update. J Cancer Metastasis Treat. 2022;8:15. http://dx.doi.org/10.20517/2394-4722.2021.185




High grade neuroendokrinni karcinom

Alain Borczuk; https://tumourclassification.iarc.who.int/chaptercontent/35/255
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Pfau D, Smlth DA, Beck R et aI Prlmary Medlastlnal Large B-Cell Lymphoma: A Review for Radiologists. AJR Am J
Roentgenol. 2019;213(5):W194-W210. doi:10.2214/AJR.19.21225
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Follow up

* Dg 10/25 — objemny NUT karcinom mediastina s generalizaci
* Postizeni krénich a supraklavikularnich LU, hilovych LU praveé plice
* DodatecCna vysetreni:
* PD-L1 — bez membranové exprese
Tumor Proportion Score (TPS) =0
Combined Positivity Score (CPS) = 10

e Bez prukazu MSI

* Terapie:
* Radioterapie + konkomitantni chemoterapie cisplatinou

* Pembrolizumab
 Chemoterapie VIDE (vincristin, ifosfamid, doxorubicin, etoposid)

* Priintoleranci karboplatina + paklitaxel




