27.10.2018

@ KoHpepeHuma «Onyxonum LLHC» - 2028 .
\_) 26 okTA6ps 2018 .

e T
PHKkonaronor ©® r. MockBa

CuHapom ¢oH Mnnena-J/iuHgay

Von Hippel-Lindau disease
(VHL)

Pa3bop kavHuyeckoro cayyas
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Monogon my>xu4nHa 36 net
B2o1ar. npn N1aHOBOM O6CJ'I€/J,OBaHVIl/I BblABJ/1€HbI
nepBMYHO MHOXECTBEHHbIE CUHXPOHHbIE OMNYX0J11
obeunx noyek 1 060Mx HaAMNOUYEYHUNKOB:
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08.2011 . BbIMNOJ/IHEHA:

Pesekus npaBom NoyKku
AL peHansaKToMmA crpasa

Onyxosb NpaBoM NOYKM
AnameTpom 3 cMm, XentoBaTtoro yseta. ccCRCC G2.
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Onyxonu NnpaBoro HaANOYeYHMUKaA
AWAMETPOM 0,5 U 0,7 CM.

Mopd¢onoruueckas kapTuHa ¥ UMMYHOpEHOTUN
onyxo/ie NpaBoro HaANO4YeYHMKA

COOTBETCTBYET peoXpoMoLUTOME.
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11.2011 . BbINOJ/IHEHA:

Pesekuusa 1eBoU NOYKMU

Pe3sekuus neBoro
HaZno4Ye4yHMKa

Onyxonu nesoi nouku guametpom 0,5 u 0,7 cm. ccRCC G2
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2013 r. MauyuneHTy 38 ner

Mpw nhaHoBOM 0bCcneaoBaHNM BbISIBIEHO
obpaszoBaHMe CMMHHOIO MO3ra Ha YPOBHe
L1-L2 no3BOHKOB, HEMPaBWIbHOW GOpMbI,
pasMepamu 1,5 x1,0X0,5 cM, byporo uBeTa.




27.10.2018

OnpegeneHune BO3 2016

femaHrnobaactoma (ICD-O code
9161/1) — peakas 4obpokayecTBeHHas,
MeJJ/IEHHO pacTyLwas, Me3eHXMMasibHas,
HeMeHWHroTeiManbHas Onyxob,
06bIYHO BCTpeYatoLLancs B CTBOJIE MO3ra,
MO3XeuKe N CMMHHOM MO3re.

lemaHrnobnactoma:

Crnopaganyeckas
VHL-accouunmpoBaHHas

Mukpockonuyeckas KapTuHa

\

\ AVIaFHOCTMKa reMaHrmnobsiacTom Kkak npaBniI0 HE
Bbl3blBaeT I'IpO6J'I€M, npeacrtaB/eHa ABYMSA ABYMA
KOMMNOHEHTaMMW:

1. CTpOMasibHO-KNETOYHbIM KOMAOHEHT. OCHOBHbIM
MOpP$OIOrMyecKMM NPU3HAKOM SBASKOTCA KAETKU C
60N1bLIMM KONNYECTBOM XNPOCOAEPXKALLMX
BaKyO0J1ei, PeTUKYASIPHbIE KNETKWU U SHA0TEIMOLUTLI.

2. COCyAMnCTbIN KOMMOHEHT.
MuToTuueckme dburypbl KpanmHe pesKu.

KNneTouHbIN 1 peTUKYASPHbIA BapyaHTbI
remMaHrnobnacTom npescTaBaeHsbl
npenMmyLLecTBEHHO CTPOMa/IbHO-K/€TOYHOr O
KOMMOHEHTOM.
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2018 r. NnayueHTy 43 roaa.

[pu nhaHoBoM obcnesoBaHum
BbIsiIB/IeHO 0bpa3oBaHmMe ros0BKm
MOAKeNYA0UYHOW XKene3bl AMaMeTPoM
2,0 cM. [logo3peHne Ha mts.
BbinonHeHa nyHKUMOHHasa buoncus.

Onyxonb noaxenyaouHou xenesbl. MTC ccRCC unu

¢deoxpomouuTOMbI ?
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CuHgpom ¢poH MNinnensa-J/iunaay

Hannuve remaHrnob6iactoMbl CMMHHOMO
Mo3ra, brnaTepanbHOro NnopaXxeHms noyvek u
HaAMOYEeYHMKOB, a TakXe
HEMPO3HA,0KPUHHOM OMYX0AU
NOAXKeNYA04HOM Xee3bl MO3BONAT
KJMHNYECKW YCTAaHOBUTb AMarHo3 6onesHb
doH Munnens-/inHaay. MNaymeHT BbINUCAH NOA,
HabntogeHWe ¢ pekoMeHAaL e NnpoBeAeHUs
reHeTMYeCKOro CEKBEHMPOBAHNSA A4S
BbliBNEeHUA MyTauun reHa VHL.

OnpeaeneHue

AYTOCOMHO-AOMMHaHTHoe WHO Classification of Tumours of

HapyLll€eHWE, XapakTepusytoLieecs the Central Nervous System
pa3BUTHUEM CBET/I0K/IeTOYHOMN i O D, W, Webtr K Cavenee, O W ESscn

e Pery, Gl Refonberger, Andreas von Deimieg

MOYeYHO-KJETOYHOW KapLMHOMBI,
KanuaAspHOW reMaHrnobaacTombl
LHC n ceTyaTky,
$eoxXpoMoLMTOMbI, ONyXoeln
MOZAXeNyA0HHOM Xesesbl,
BHYTPEHHEr0 yXa 1 NpUAAaTKOB
anuka. VHL obycnosnieH myTaunamm
reHa 3apo/bllLeBOM INMHWUK,
onyxonesoro cynpeccopa VHL.
OnyxoneBbin cynpeccop 6enka VHL
UrpaeT K/OYEBYIO POJb B
KJIETOYHOM BOCMPUSATUM KUCNOPOAA.




MUcTopuueckan cnpaeka.

B 1906 . E. doH MMnnens onucan
NaLneHTa C peTUHaIbHOM
aHrMomomn, a B 1926 . A. J/InHaay -
nayMeHTa C peTUHaIbHON aHrMOMOM ,
M reMaHrno61acToMm LLeHTpasibHOM

HepBHOM cucTeMmsl. [og cnycTa A. 4 7
JInHpay obHapy>xuma accoumaumio E.Von Hippel
3TUX NPOSABAEHNIN C MOYEUYHBIMU U
MaHKpeaTU4yeCKMMM KNCTaMMW.
CuvHapom VHL BbifiBaseTcs
npmMban3nTeNbHO Y 1 13 36 000
yesnioBek 1 06yc/I0BNEH MyTaL e B
yyacTke 3p25/26, rae 10KaAM30BaH
reH NoAaBJ/IeHNsI POCTa OMyX0/u
VHL. 23% nayneHTOB He nmetoT
ceMenHOro aHamHesa 3abosieBaHus. |

DyHKUUA reHa

leH-cynpeccop onyxosu VHL 6b1n 0TKpbIT B
1993 roay. MyTaumoHHas nHakTMBaLus
reHa VHL y 60/1bHbIX 1 41€HOB CeMbM
OTBEYAEeT 3@ UX FeHEeTUYECKYHO
BOCMPUMMUYMBOCTb K PAa3BUTUIO ONYXOJ1EN B
Pa3/IMYHbIX OPraHax, HO MexaHM3Mbl, C
MOMOLL,bIO KOTOPbIX MHAKTUBALMSA NN
noTeps NPOAYKTa reHa-cynpeccopa
BbI3bIBAET HEOMNACTUYECKYIO
TpaHcPopMaL MO, N YAaCTUYHO U3YYEHDbI.
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KntoueBble XxapakTepuCcTUKM Cnopasmveckoi
remaHrnobaacrombl U remaHrmnobaacTombl accoLUMMpPOBaAHHOMA

Kputepun

JKeHIIMHBI

IIanuenTs! B Bo3pacre

HNuTpakpanuanbHas

CnuHajabHast

MHo:kecTBEeHHAsI

cVHL

Cnopaauyeckas N'Ab

41%

44 rona (7-82)

79%

11%

5%

VHL-accoummpoBaHHas

rAB

56%

23 roxa (7-64)

13%

75%

65%

OpraHbl myuweHu npu 6onesHn VHL

Opran/TkaHb

OHC

CeTuaTka rjia3za

ITouka

Haanmoyeuynunk

HOZ[)I(QJ]yZlO‘lHaﬁ JKeJjiesa

Buyrpennee yxo

IIpupaTkyn ssM4Ka

Onyxonn

Temanruno6iactoma

Temanrno6nacroma

CBETIOKICTOUHBIN TTOYCTHO-

KJIETOUHBIH pak

DeoxpomonToma

HeiliposHaoKpHHHBIE OIMYXOIU

Omyxonb
SHIOTMM(pATHIECKOTO MEIIKa

Hanmm;[pﬁaﬂ aucraacHoMa

He HeonuiacTuyeckue
NpoLecchl

Kucter

Kuctor
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Cetyuatka rnasa. lemanHrnobnactoma
NOSIBASIETCS PaHbLUEe, YEM paK NOYKM (B

‘\ cpeZHeM, B BO3pacTe 25 71eT), Taknm obpasom
BO3MOXHA NOCTAHOBKA AMarHO3a Ha PaHHMUX
CTaanAx 3aboneBaHus.

THNMYHbIE MHOKECTBEHHDBIE BHTHOMBI CETYATKM B 06/ACTH 3KBATOPA M B LIEHTPAALHOM 30HE, IKCCYAST HA AHTMOMAX M B MAKYAAPHOH 30-
He, Pa3NHYHOM GOPMbI FEMOPParuH

i ¢ n IO 10C-
‘\; ¢ Oéun:mn n NE2,2010)

NMouku

MopaxeHuns noyek, Kak NpaBuIo,
MYy/NbTUPOKaNbHbI U BUNaTepanbHbl,
npeacTtasaeHbl ccCRCC,

CpesHuin BO3pacT MaHUdecTaumm
6onesHu - 37 (16-67) net

Ans cnopaaunyeckoro ccRCC - 61 rog.
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HaanoyeyHuku

deoxpomoLMTOMa MOXET UrpaThb
OCHOBHYO POJib B K/JIMHUYECKOM
MPOSIBIEHUM — 3TO CUMMTOMbI, CBA3aHHbIE C
TEeYEHNEM 3/10KaYeCTBEHHOM
apTepuasibHON rMnepTeH3nen.

12



MprYnHBI NeTanbHOCTU

KpoBounsansHus npu Haamume
remMaHrnobsacTom

MeTacTaTnyeckoe pacnpocTpaHeHune
ccRCC

Tun

\\ Tun 1

Tum 2A

Tum 2B

Tum 2C

XapaKTepHbIe Oy X0/

lemaHrnobaactomel
ccRCC, peakoe
MpUCYTCTBUE UK
OTCYTCTBUE
beoxpomMoLUTOMBbI.

lemaHrmnobsactomsl 1
¢beoxpoMoLUTOMbI, pexe -
ccRCC

lemaHrnobaactmbl, ccRCC
1 GeoXpOMOLUTOMBI.

deoxpomoumnToMbl,
oTCyTCTBME
remaHrmnobnactom n RCC

KnuHuueckas knaccudpukauyma VHL-cuHapoma

Bun myranuu

06yC/I0B/IEH Aenennamu,
MYTaLMsAMM C yCeYeHUEM U
OWMBOUHBIMY MY TALUAMM.

06yc/10B/1EH OLWINOBOYHBIMU
MyTaunamu

obycnoBneH owmnboYHbIMM
MyTaLUAMM.

O6ycnoBneH oWNboYHbIMU
myTaumsamm reHa VHL, Ho B
OT/INYME OT APYrUX TUMOB,
Npy HeM He BbiSBSETCS

aucperynsaumm daktopa HIFI.
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nivwan UHC,
MOJIOAbIM NaLMeHTaM

NeHeTUYecKkan KOHCY/1bTalUA.

[MpoBOANTCA reHeTUYeCcKoe CeKBEHMPOBaHMeE,
nyTem onpejeneHuns myTtaumnm B reHe VHL.

[eHeTMnyeckas KOHCY/IbTal A peKOMEHAOBAHA:
nauneHTam C reMaHrmobaacTomamm CeTYaTKM raasa

nauneHTam C MYJ'IbTI/ICIDOKaJ'IbeIMM nopa>xeHnamm
noyek n/mam Hagno4ye4yHNnKoB
Takoke siBnseTcs 0b6s3aTeNlbHbIM NepPUOANYECKUIA
CKPUHUHI naymeHTos ¢ VHL oTaroweHHbIm
aHaMHe30M, OH HaYMHAETCH C PETUHOCKOMNNM B
Bo3pacTe 5 a1eT n nposegerHnsa MPT LULHC n
OptoLwHOM NON0CTM B BO3pacTe 10 /€T,

PacriosHaB 6os1e3HK
CKPbITQro TeYEeHMUs,
HaM UCKYCHbI MeAuK

AApUT UcueneHue.
A6y Anu N6H CuHa
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acubo 3a BHUMaHue
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