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Klinické udaje a makropopis

e Zena, 34 let
* nahodny nalez tumoru ovaria na UZ

e peroperacne zaslana prava adnexa
tuba 110 mm

ovarium 230 x 190 x 110 mm

* hladky celistvy povrch

* na rezu prokrvaceny, nekroticky tumor s cystickou degeneraci a
myxoidnim stromatem
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IHC

* pozitivni obé komponenty * negativni
inhibin, CD99 CK, CK7, PAX8
SF1, WT1

CD10, EMA

e pozitivni solidni komponenta
CD56 INSM1, chromo, synapto

calretinin — parcialné
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Diagndza

Adultni nador z bunék granulézy
s histologickymi rysy
sex cord tumoru s anularnimi tubuly

(sex cord tumor with annular tubules-like histologic pattern in adult GCT)
= SCTAT-like aGCT =




WHO Female Genital Tumours (5th ed.)

e sex cord — stromalni nérody ovaria (nddory z bunék stromatu a zdrodeénych pruhdi)
- ciste stromalni nadory
- Cisteé sex cord nadory
¥ adultni nador z bunék granuldzy (aGCT)
¢ juvenilni nador z bunek granulozy
& nador ze Sertoliho bunéek
A sex cord tumor s anularnimi tubuly (SCTAT)
- sSmisené sex cord — stromalni nadory



A SCTAT 8623/1

* do 1 % tumoru ovaria, hyperestrinismus

* 30 % asociace s Peutz-Jeghersovym syndromem

e okrouhla hnizda s jednoduchymi ¢i komplexnimi tubuly
 hyalinni material podobny bazalni membrane

syndromicky  sporadicky (non-syndromicky)

mensi, bilateralni, multifokalni * vétsi velikost, unilateralni, progesteron
hrubé kalcifikace * Sertoliho burky, solidifikace (GCT-like)
neurcité sex-cord elementy a Sertoli- | | * ojedinéle atypie, mitézy

like tubuly * cca 20% maligni chovani - extraovarialni

prevazné benigni chovani Sireni, LN+

WHO Female Genital Tumours 5th Ed.



¥ aGCT

2 %, hyperestrinismus

unilateralni, primérné az 10 cm, solidni / cystické
zmény / prokrvacené

difuzni/solidni, trabekularni, ostrivkovity,
pseudopapilarni, gyriformni +/- Call-Exner téliska

fibromatdzni a thekomatdzni stroma

uniformni, ovalna jadra se zarezy, minimum
cytoplazmy

atypie, napadna mitoticka aktivita a high-grade
transformace vzacné

rekurence celkove 20 — 30 %, Casto pozdni 5-20 let od
primodg.




WT1, SF1, WT1, SF1, WT1, SF1, WT1, SF1,
FOXL2, CD56, FOXL2, CD56 FOXL2, CD56, FOXL2
IHC+ calretinin, inhibin, CD99 calretinin, calretinin, inhibin, calretinin,
CD10, pancCK, inhibin CD99, WT], inhibin, CD99
SMA, desmin, ER, PR, CK, S100
SOX17 SMARCA4+
: EMA
IHC- CK7, PAX8, EMA CD10, EMA  SALLA4, glypican, AFP ER/PR*
95 % FOXL2 (c.402C>QG) STK11 DICER1/IDH1
- KMT2D, TERT, TP53 (germinaini) (germinalni) DICER1
' gain 12, 14 GNAS, AKT1 (somaticka)
19p13.3 LOH _y
loss 22 (somaticka)



¥ genetika u naseho pripadu

disekce obou komponent
FOXL2 (NM _023067.4): c.420C>G, p.(Cys134Trp); patogenni
mutace v exonu 1, 19% alel

aGCT
s SCTAT
useky




Case Report

International Journal of St

Sex Cord Tumor With Annular © T Auor 200
™ ° . ° ICie reuse guigelines:
Tubules-Like Histologic Pattern in St e o
Adult Granulosa Cell Tumor: Case Sence
Report of a Hitherto Unreported
Morphologic Variant “,r Y
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e Zena, 64 let =
A% 4 1 AGCT 15
e postmenopauzalni krvaceni
* tumor ovaria (7 x6 x5 cm) —_—
scTaT ‘
 disekce — NGS obou komponent = FOXL2 e || e— —




¥ genetika u naseho pripadu

disekce obou komponent

CHEK2 (NM_007194.4): ¢.470T >C, p(lle157Thr); VUS, 58%
alel; pravdépodobné patogenni mutace

N

CHEK2 a predispozice k nadorim

CHEK2 u 5 % pripadu

The Molecular Landscape of 227 Adult
Granulosa Cell Tumors of the Ovary: Insights
into the Progression from Primary to
Recurrence

Romana Michalkova ¢, Adam Safanda °, Nikola Hajkova °, Jan Hojny °, Eva Krkavcova ,
Michaela Kendall Bértd @, Marién Svajdler ®, Tetiana Shatokhina ¢, Jan Laco ¢, Radoslav Matéj ® ¢,
Géabor Méhes 9, Jitka Hausnerové ", Jozef Skarda ', Méria Hécové !, Monika Nélezinské ¥,

Tomés Zima ', Pavel Dundr ©, Kristyna Némejcova © A i




¥ CHEK2 a predispozice k nadorum

ACMG PRACTICE RESOURCE

® (Caprsuy,ca kolorekta , Ca prostaty, ca §Z Management of individuals with germline pathogenic/ ®
v s . . likely pathogenic variants in CHEK2: A clinical -
* trunkancni nebo missence varia nty practice resource of the American College of Medical

7 AP e Lt Genetics and Genomics (ACMG)
* Zt rata fu n kce / pa rC I a I n I fce p rOteI n kl n a Zy Helen Hanson', Esteban Astiazaran-Symonds™*', Laura M. Amendola”, Judith Balmafia™",

o ’ ’ ’ 7 4 William D. Foulkes’, Paul James™”, Susan Klugman'’, Joanne Ngeow' "',

¢ ruz ny VyZ Namm Uta Cl d Ie O rga N U/typ U na d oru Rita Schmutzler'*'*, Nicoleta Voian'", Myra J. Wick'®, Tuya Pal'’, Marc Tischkowitz ™",
Douglas R. Stewart”; on behalf of the ACMG Professional Practices and Guidelines
Committee ™~

* p.(llel157Thr) velmi Casta, ale rozporuplné hodnoceni — odlisSna penetrance
(odliSné reportovani, ¢asto vyloucena ze studii)

Article

CHEK2P1157T Mutation Is Associated with Increased Risk of
ALE: | Adult-Type Ovarian Granulosa Cell Tumors

Peter Svajdler !, Peter Vasovtak 2, Marian Svajdler >4* ", Monika Sedivcova , Veronika Urbin 3,
Michal Michal 3*# and Roman Mezencev °*

e 78 nosicek CHEK2 p.(lle157Thr) — 36 % mélo aGCT x vyskyt 1,3 % v béZné populaci



