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OndpdepeHymanbHas
NepBUYHbIX N MeTacTaTu4eCKUX omnyxorien, Kak
npaBuno, He Bbl3biBaeT TPYOAHOCTEW. TeM He
MeHee B KIMMHUYECKOWN MpaKTUKe BCTPeYaloTCs
HabnaeHnsa HeOoObIYHbIX MO CTPOEHUID W
MMMYHOMEHOTUMY OMNYyXOIeWn.
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BTOPUYHOM MOPaXEHUN LLUTOBUOHOWN XKenesbl

(LLPXK).

MATEPUAIbI N METOADbI

Ll,I/ITOJ'IOI'I/I‘-IeCKOe, TMCTOJTOINM4Y€eCKOeE,
WMMYHOTMCTOXNUMUNYECKOE N MOJIEKYJTAPHO-
reHeTn4yeckoe nccriegoBaHnA npoBeaeHbl Ha

KNeTkax W  TKaH4aX, MONyYeHHbIX Mo
pe3ynsratam NYHKLUMOHHOU n
TpenaHaLunoHHON ovnoncuu LK n
NMMQOY3/10B LLew, a TaKke C
MCMNONIb30BaHNEM onepaunoHHOro
Martepuana nocne TOTarnbHOU

TUPEONOIKTOMUN C OAHOMOMEHTHbIM
yoaneHnem numdpatnyeckmnx y3nos weun VI v
I1I-1V ypoBHeW.

PucyHok 1 — yganeHHas LWMUTOBUOHAS Xenesa C
MeTacTtatundeckumu numdooyanamm (cT4aN1bMoO,

IV cT.)
MoneKkynapHo-reHeTU4eCKUn aHanus
npoBeaeH C MCrnonb3oBaHUEM
BbICOKOMNPOM3BOAUTENBHOIO
CEKBEHMPOBaHUA Ha nNpubope miSeq

(Illumina) (pucyHokK 2a) no npuBegeHHOMY Ha
pUcCyHKe 26 nepeyHto reHos.

Ampliseq for lllumina Cancer HotSpot Panel v2 kit
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Gene list for the AmpliSeq for lllumina Focus Panel
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PE3YJIbTATbI

[TaumeHtka b., 67 net, obpatmnacb CaMOCTOSATENBHO C
Xarnobammn Ha npunyxnoctn Ha wee. Y3 UPK: B npaBoun
OONN BbIABMEH KUCTO3HO-CONMMAHBLIA y3en 5X3x5 MM, V=
0,04 mn, TI-RADS 2-3; B NeBOU — TUMNO3XOreHHbIN Yy3ern
30x24x44 MM, HenpaBUnbHOW PopMbl 6E€3 YETKOro KOHTYpa
C 3XOMSIOTHbIMK BKYeHunamun, V= 16,5 mn, TI-RADS 40.
OOHapyXeHbl YBENUYEHHbIE LIEHTParbHble U naTteparnbHble
numMma@arnyvyeckue ysnbl weun cneea. 1o gaHHbIM TAB nesou

OO — 3rNOKa4YeCcTBEeHHble KIEeTKM HU3KOWU CTerneHu
ONP@EepPEHLUMPOBKN, B  MaTepuane TpenaHauMOHHOW
brnoncun numdoyana YCTAHOBIEHA HU3KO
andpdepeHumposaHHadad  kapuumHoma — (S100-, EMA+

(MO3an4yHbi TN pacnpegenenns), TTF1-, PAX8-). Ons
NCKMNIOYEHNUA METacTa3oB HE TUPEOUOHOro paka nNpoBeaeHo
paclUMPEHHOE UMMYHOITMCTOXMMUYECKOE UCCNeaoBaHME
numaooyana (ki67 okono 80%, EMA+ B yactu knetok, CK
multi-, CK7-, CK20-, TTF1-, PAX8-, Calcitonin-, Tg-, PR-,
ER-, CD45-, CD5-). [NpoBeaeHO MMMYHOITMCTOXUMUYECKOE
nccnegoBanne yaaneHHon onyxonu. TTF1-, Ca-, Tg-, PR-,
ER-, pax8, panCK-, CK8/18-, vimentin +, CD99-, INI1 +,
TLE1+, CD68-, desmin-, SMA-, CD34-, CD31-, DOG1-,
CD117+, SOX10+, S100-, PLAP-, oct4-, CEA-, CD56,
chromA-, NSE cnaboe okKkpawuMBaHMe 4acCTU KIeTOoK,
synaptophysin okKkpawmBaHue 4actTu Knetok, PNL2-,
melanA+, HMB45-, MITF+.

ViccnegoBaHue nepectpoek reHoB EWSR1, RET, SS18
metogomMm FISH — otpuuatenbHbi pesynberar, benok BRAF
V600E Takxe He obHapyXeH.

UcknroyeHa: CBETJIOKNETOYHaH capkoma,
9KCTparacTpoMHTECTMHANbHAas HenpoakToaepmMarnbHas
onyxonb (oTcytctBue abeppaumn B reHe EWSRI1),

CUHOBManbHagd capkoma (OoTcyTcTBMe abeppauunm B reHe
SS18).

Cepua KT wewn, opraHoB rpygHom n OPIOLLHOW MOSIOCTN,
KOCTEW N CYCTaBOB — NATONIONMYECKMX O4aroB HE BbISBIIEHO.

B 14 sk3oHe reHa MET oOHapyxeH BapuaHT ¢.3029C>T

p.Thrl010lle (reHOTMM CT) C KOHQSTUKTHOW
nHtepnpetaumen nartoreHHoctn no ClinvVar (Conflicting
classifications of pathogenicity, ClinvVar ID: 41624),

BEPOATHO nNaTtoreHHbin no PolyPhen2 wn Bbi3biBalowmnmn
3aboneBaHunsa no MutationTaster. [JaHHbI BapuaHT BbIABMNEH
B obpasuax onyxoneson TKaHW N MeTacTasa.

B onyxoneBouM TKaHW BbiABNEH BapuaHT C. 626A>T
p.GIn209Leu (reHotn AT) B 5 3k3oHe reHa GNAI1L.
[1aHHbIM BapuaHT ABNAEeTCA cOMaTU4YeCcKou MyTauuen m no
nuTepaTypHbIM OaHHLIM BbIABMNAETCA B TKAHAX MeNaHOMbI,
onyxonax HepBHoOM cuctembl U mMa3 (uveal melanoma,
Intraocular melanoma) (COSV50017277).
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GNA11-MO3UTUBHAA BECMUTMEHTHAA MEJTAHOMA C NMOPAXXEHUEM LLUIMTOBUOHOW
XEJIE3bI

ObCYXOEHUE
MeTacTtaTnyeckoe nopa)eHue
LMTOBMOHOU Xene3sbl — pegkas
natonorna, KoTopad u4alle Bcero
BCTpeYaeTcs npwu
ONCCEMUHUNPOBAHHbIX doopmax

paka TMoOYKU, TJEerkmx, MOJI04YHOU
xenesbl U MenaHombl [C.S. Heffess
et al.,, 2002; A.Y. Chung et al.,
2012]. NndpdepeHymnanbLHas
Mopdoorormdeckas  AMarHocTuKa
Takmx HoOBOODOpa3oBaHMN OObLIYHO
He BblI3blBaeT TpyaHocTen. OgHako
B KIMMHUYECKOU NpakTuke
BCTpeYaloTCH 3ITOKa4YeCTBEHHbIE
obpa3oBaHusi, HeEOoOblYHble MO
CBOEW npupoage. B
npegcraBlieHHOM KIMMHNYECKOM
cllydae HaMu NPoOO4EMOHCTPUPOBaAH
MYynbTUOUCUUIIIMHAPHbLIM Noaxo4, K
nccriegoBaHUIo yaaneHHou
onyxonn n nNumMa@aTuyeckmnx YysnoB
LLIEWN.

BbIBOAbI

Ha ocHOBaHWKM KOMMJIIEKCHOIO

nccnengoBaHuUs yCTaHOBIMEH
amarHos — 6ecnuameHmMHas
MeslaHomMa U3 HeebISICHeHHO20
nepeuU4YHO20 UCMOYHUKa (KOXa,
CIM3nUCTble 0DOSIOYKM MOSIOCTU pTa
N aHyca, Xopuouaesi, umnnuapHoe

TENO, pagyXka WucknodeHbl). K
cOXXaneHuto, nauneHTKa
OTKa3arnacb OT NnpoBeaeHns

aAblOBAHTHOIO JleYeHUS.
B HacTtodlee BpemMsa MO AaHHbIM
MNOT/KT: peunane B noxe UDK

crieBa, MeTacTa3bl B LIEUHbIN
oTOoen nuweBoana, MeyvYeHb, KOCTU
cCKeneta, MArkMe TKaHu TrpyaHOU
CTEHKU, CMUHBbI, ArognYHOU
obnacTu.
NEPCMNEKTUBBI

B HacTosLlee Bpem4
natomopdoonornvyeckoe "

MOJ1EKYJTAPHO-TEHETUYECKOE

nccnegoBaHnMe oOnyxorn — OCHOBa
COBpPeEMEHHON AndpddepeHLnanbLHON
ONarHOCTUKN B OHKOSOTMnN.

BIIATOOAPHOCTW
N PMHAHCUPOBAHUE
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DNApool
AKT1 EGFR FGFR4 JAK3 MYCN
ALK ERBB2 GNATT KIT NRAS
AR ERBB3 GNAQ KRAS POGFRA
GRAF ERBB4 HRAS MAPZKT PIKGCA
CCND1 ESR1 IOHT MAPZK2 RAFT
CDK4 FGFR1 IDH2 MET ET
CDK6 FGFR2 JAKT MTOR ROS1T
CTNNB1 FGFR3 JAKZ MYC SMO
DDR2
0)

PuncyHok 2 — cxema namnnanHa v nepevyeHb reHos,

BKJTOMEHHbLIX B MaHes1b AJ1d aHal1n3a
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VlccnegoBaHMe BbIMOMHEHO B PaMKax

ANArHOCTUYECKUX MEepPONPUATUA no
OKa3aHuto MeOULMNHCKOW NoOMOLLN
nauneHTam C OHKOJTOMrMM4YeCcKnmm

zaboneBaHnaMM N Ha o0bOOpyadoBaHUN,
NnpnobpeTeHHOM 3a CYET  CcpeacTB

pecnybnmkaHcKkoro oroaxerTa.




