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Cnyyau KOPTUKOTPONMMHOMbLI Y pebeHKa BcneacreMe comMmaTtnyeckom mytauum B reHe USPS

B nopasnsowem OOMbLIWMHCTBE ChNy4YaeB KOPTUKOTPOMUHOMBLI SABMSAKTCH Crnopaganvyeckumn onyxonsmu. BegeTtca akTUBHBIX MOUCK
COMaTUYECKMX MyTaLUW B reHax, HapylleHnsa B KOTOPbIX MOryT NpuBOAUTb K 0Opa3oBaHUIO KOPTUKOTPOMMHOM. Hanbonblumnm MHTEpPEC
BbI3bIBAlOT coMaTu4yeckme myTtaumm B reHe USP8 (youkBuTUH-cneundunyeckas nporteasa 8). HacTtota BCTPEYaAEMOCTU aKTUBUPYIOLLMNX
comMaTuydecknx mytauum B reHe USP8 cpeau nayneHToB ¢ KOPTUKOTponnHoMmamu BapbmpyeT oT 20 go 60% cny4daeB 1 accoummpoBaHbl C
doopmMmunpoBaHnemMm MnkpoageHom ¢ Bbicokon cekpeunen AKTI 1 noBbILLEHHBLIM PUCKOM peunanBoB 3aboneBaHUs.

OnuncaHue KNUHNYECKOro criy4yas
C 9 neTt — nporpeccupytoLlas npmbaBka Macchl TeNa, BblsiBIieHa apTepuarnbHaga runepTeH3uns.

16 net - oxupeHne (SDS UMT +3,2) c nepepacnpeneneHmemMm MNOOKOXHO-XXUPOBOW KMeT4yaTkM MNo KyLMHFOMOHOMY TUNy W
MHO>XeCTBEHHbIMUN DarpoBLIMU CTPUAMU. 3a4epKKa pocTa He oTMeYeHa (SDS pocTta -1,25), TeMmnbl pocTa He npeacTaBreHbl.

AKTT, nr/mn

KopTtnson, Hmonb/n
CB0OOOHLIN KOPTU3ON B

CYTOYHOM aHarnimse Moum,
HMonb/cyT (60-413)

MaTtepunanbl U MeTOAbI

[Tonck repmunHanbHbiX mytaunn metogomM NGS c mcnonb3oBaHnem TapretHou naHenu (AIP, CASR, CDKNI1A, CDKN1B, CDKN1C, CDKNZ2A,

9:00

63,6

989,7

2129,8

23:00

57,6

522,1

NMocne manoun
AeKcamMmetTasoHOBOMU
npo6bl (4 mr) — 9:00

43,5

791,8

600

MPT ronoBHOro mo3sra ¢ KOHTpacTUpoBaHUEM

B NpaBoOM oToene ageHorunodusa - obpa3oBaHue,
rMnonHTeHcmBHoe Ha 11 n T2 BU, paamepamu 7,3x13,5x9 MM,
HEeOOHOPOAHOWU CTPYKTYpbl C y4vyacTkaMu >XUOKOCTHOW MNIIOTHOCTU B
CTPYKTYype, OoTCcTarllee B HaKONeHUn KOHTpaACTHOro npenaparta oT
HE3MEHEHHOW TKaHW rmnogunaa.

3akno4yeHme: MP — KkapTuMHa WHTpacennapHon MakpoageHOMb
rmnogmnaa.

9HOOHa3arnbHas
TpaHcceHonganbHas
a1EHOM3KTOMMUS

TPaH3UTOPHbLIN BTOPUYHbIW
TMNOKOPTULN3M, pa3BUTUA OPYrux
KOMMNOHEHTOB rmnonuTyuTapmn3mMa
He OTMe4YeHOo

OAMHaMn4eckoe obcnegoBaHue B
TeyeHune 2 neT - AaHHbIX 3a
peunanB HeT

CDKN2C, CDKN2D, DICER1, GNAS, CDC73, MEN1, POU1F1, PRKAR1A, PRKCA, PTTG2, SDHA, SDHB, SDHC, SDHD, MET) - naToreHHbIX

MyTauun He BbIABIIEHO.

[Tonck comaTtmnyecknx mytaumm mn3 OHK, BbioeneHHOM 13 TKaHW onyxonu u obpasuoB nepudpepmnyeckon KpoBu B KavyecTBe NAapHOU HOPMaribHOM
TKaHW, METOAOM MOMHO3K30OMHOIro cekBeHnpoBaHua - B reHe USP8 B 14 ak30He oOHapyxeH BapuaHT €.2155 2157del (p.Ser719del), onmncaHHbIN,

naToOreHHbIN.

KOHTAKTbDI.
Anap 3aga AnbnepoBHa
Hay4HbIM COTPYAHUK OTAENeHns HacneacTBeHHbIX

B nepudepuryeckoin KpoBn naToreHHbIX BapuaHToB B reHe USP8 He BbisiBNeHo. Takum obpa3om, AaHHaAA MyTauusa UMeeT COMaTUYECKUI XxapakTep. 3a60MEBaHNN 1 BHIOKPUHONATMI! PAHHETO BO3PACTa

3akKnwJveHue

[NanbHenLwne nccrnegoBaHUa MOMEKYNSAPHbIX OCHOB (OOPMMPOBAHNSA KOPTUKOTPOMNMUHOM M aHanm3 TedeHuss 3aborneBaHns MOXeET 3Ha4YMMO NOBIIUATD

Ha TAKTUKY BedEeHNA NauneHTOB, a TAKXE OTKPbITb HOBbl€ BO3MOXHOCTH TapFeTHOIZ Teparunmn.

HW [eTckon aHQOKpMHOMOrMm
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