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HaciaeacrBeHunie
CHMHAPOMBI U OIYXOJIH
IMOYECK

H.A. lopbaHb K.M.H.

OrBY «UKE ¢ nonuknuHukot» YAl P®
Mockea, 20.04.2019

HacnencTBeHHble paky Novek cocTaBnstoT 5-8%
OnyXxornemn Mnovex.
|_|OCKOJ'Ibe Y KOHKPETHOIo nayneHTa reHeTn4eckne
HapyuweHna He Bcerga u3BeCTHbl, 1 Mbl eLle He 3HaeM BCe
reHeTnyeckme paktopsbl, y4acTByroLine B hOpM1poBaHUU
paka rno4vek, NnpoueHT onyxonel7| Nno4ek, KoTopble NMEKT
HaCJ'IeD,CTBeHHbIVI XapakTep, BEPOATHO, BbILLE.
Hanunune HacneacTBEHHOW OMyXONu MMeeT BaXXHOoe
3Ha4yeHne Onsa naumMeHTa u ero cembi.
ﬂ,]‘lﬂ nauneHTa — NporHo3 U TaKTUKn BeaeHnA (KaK 4acTo

[OOJ1KHa BbINMOJTHATLCA 0630pHa;| Bu3yanusauud, korga n Kak
npoBOONTb nequme).

[nsa cemb - reHeTnYeckoe obcrefoBaHme,
KOHCYNETMPOBaHUE U NaHNpPoBaHue.




HacnencTtBeHHbIE ONyXOnM MOXHO 3anogo3puTb Mo
paHHeMy BO3pacTy
MHO>XXEeCTBEHHOCTU U 6MnaTepaanoc:T|/|
CEMENHOMY aHaMHe3sy.
CyLiecTByeT MHOXECTBO CnocoboB knaccudgukawmm
HacrneaCTBEHHOro paka MnoYvex.

X MOXHO onmncatb no Konn4yecTsy, TUny onyxone17|
Nno4yekK, NX arpecCnMBHOCTU, TaKTUKe BeOEeHUNA.

HacnencTBeHHBIN pak MOYKH

Heobxoammo HanpaBuTb NauueHTa B
cneunanmanpyoLLNnCcs Ha reHeTUYECKMX
nccrnenoBaHUAX LIEHTP.

[eHeTU4YEeCKNN CKPUHWUHI POACTBEHHUKOB
NepBON NMMHUM (MOUCK KOHKPETHbLIX MyTaLnN,
oOHapyXeHHbIX y npobaHaa, nnbo
KapuoTMnnpoBaHue).
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HaoOmnroneunue

Bce yawe HabnogeHne ocyLwecTBrsOT C
ncrnono3osaHneMm MPT, NOCKONbKY 310
n3baBnseT naumeHTa oT Ype3mMepHoro
BO3AENCTBUA MOHN3UPYIOLLIETO U3MNYYEHUS.
Huskogososas KT unu HenonHbin anroputm KT
C KOHTPAaCTHbIM YCUITIEHNEM NpoaosKaeT
UrpaTb BaXXHYIO POSb, TaK Kak He BO BCEX
cny4dasax 3aboneBaHne MoXeT OblTb XOPOLUO
oxapaktepusoBaHo no MPT. YepegosaHue KT
n MPT 3aMeTHO yMeHbLUaeT Jy4eBYHO

Harpysky, JONONHASA Apyr apyra.

JleueHue

[nsa arpeccuBHbIX TUNOB OMyXONen pekomMeHayeTcs
arpeccuBHas xmpypruyeckas TakTuka, Aaxe pagukanbHas
HedpakTOMUA.

[lns onyxonen co cpegHen 1 HA3KOW CTENEHbLO
3110Ka4YeCTBEHHOCTM aKLEHT AenaeTcs Ha opraH-cbeperarowme
onepauuu, BKoyas poboTn3MpoBaHHYH PE3EKLMIO U 04aroBble
abnaumn. Heobxoanmo coxpaHaTb YHKLUIO MOYKM
MaKcumarbHO AOMro.

MocnencTtsus, CBA3aHHbIE C XPOHNYECKUM AMANM3OM MIn
TpaHcnnaHTaumen n3-3a U3nuLHe arpecCuBHON XUPYpPruyeckom
TaKTMKN HE MEHEee TshKerble, YeM OT OMyXonu, No3TOMy
HeobxoaMm cbanaHCUPOBaHHbIN NOAX04 MEXAY NeYEHNEM U
aKTUBHbIM HabngeHneMm.

B cBA3n ¢ 3TMM Ans CUHOPOMOB C HEArpeCCUBHBIMW OMYXOSSIMU
CyLLIECTBYET NOPOroBbI gnameTp 3 cM, YToObl OTCPOUNTL
noTepro PyHKLUKN NOYEK.
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Cunapowmsbl HacaenctBeHHOTO [TKP

BonesHb von Hippel-Lindau

HacnepgcteeHHbIn nanunnapHein MNKP
HacnenctBeHHbI nenommomaTtos u MNKP
Cungpowm Birt-Hogg-Dube

KOHCTUTYUMOHHasa TpaHCrokauna XpoMocoMbl 3p.

CykuuHaTaerngporeHasa-accoummpoBaHHbin (SDH)
CeMenHbIN pak

TyGepo3HbI CKNepo3 C aHIMOMMUOSMMOMON U
MOYEYHBIMWN KNCTaMK, NP KOTOPOM BCTpeYaeTcs U
ceeTnokrneToyHbIn MNMKP.

bogesnu IN'innens-JInaaay
Ncropuuyeckas cupaBka

1906 r. E. doH 'mnnens onucan
naumeHTa c peTuHanbHOW
aHrmomom

1926 r. A. Jlnnpay -

nauueHTa c peTuHarbHON aHrMomowm
N remaHrnobnacTomM ueHTpanbHowu
HEPBHOWN CUCTEMbI.

log cnycta AJJlvHgay obHapyxun
accouunauuio

STUX MNPOSABMNEHUN C NOYEYHBIMU U
NaHKpeaTUyeCckKNMmn KUCTamu.
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boie3ns von Hippel-Lindau

BonesHb VHL— mynsTnopraHHoe nopaxeHuve, onga
KOTOpOro xapakTtepHbl remaHrmodnacrtoma LIHC,
aHrMoMbIl ceTyaTKn, PeoXpPOMOLUTOMbI, LMCTageHOMbI
LI_ILIIlggOKOVI CBA3KM UNY anuauanmMyca, noveyHble KACTbI U

OT1a 6onesHb 1 BCe ee NPOosBIEHNs CBA3aHbI C
MyTaumamm reHa VHL, nokanu3oBaHHOIro Ha Xxpomocome
3p25. VHL reH aBngdeTca onyxosieBbiM CyrnpeccopoMm,
VHL npoTtenH npuHUMaET y4acTue B perynauum
KIETOYHOro umkna.

CwvHgpom VHL BbisBnsetcsa npubnuantensHo y 1 ua 36 000-52 000
YerioBex.

23% nauneHToB HE UMEKT CEMENHOro aHamMmHesa
3aboneBaHuA.

[Topaxxenue noyek npu 6osneznu VHL

MpumepHo y 25-40% naumneHToB pas3BMBaETCS
KIMHUYECKMIA NOYEYHO-KINETOYHBIN pak.

Pu1cK BO3HUMKHOBEHUS MeTacTa3oB npu onyxonax <3
CM B OMaMeTpe 0YeHb HMU3OK 1 NO3TOMY 3TOT
AnameTp Ucnonb3yeTcs B Ka4ecTsBe nopora ans
Hayana Tepanuu.

[Mpwn TWwWaTenbHON MUKPOCKONUYECKON OLIEHKE
peseLmpoBaHHOMN(bIX) Nodku(ek) npu VHL moxHo
oBHapyxuTb go 600 mukpoonyxonen n 1100
MUKpokMcT. OgHako, nogasnstowee 60MbLLMHCTBO U3
HUX pacTyT MedSIeHHO 1 BONbLUIMHCTBO NaUMEHTOB
MMEIOT TOSbKO 2 Unn 3 Onyxosiv oKono 3 cMm B
anameTtpe. NckniodeHnsa na atoro npasuna
BCTpeYaloTca peako




Oprasbl-mMmuiieHn npu 6ose3an VHL

Opran/Tkans Onyxonn He HeonnacTHueckne
Npouecchl
IHC I'emanruobnacroma -
CeruaTka ria3a Temanrnotnacroma =
CBeTIIOKIETOYHBLH I104EUHO0-
Tlouka » Kuctsi
KJIIETOYHBIH paK
Haanoueynuk DeoxpoMoLHTOMA =
Moxaenyrounas wenesa Heiipo3HA0OKPHHHEBIE OITYXOIH Knerst
Omyxons
Buyrpennee yxo -
BHHOJIHMq)ﬂ'quCKOFO MEIIKa
MpugaTkn auuKa TMamannapuas mEcTageHoMa -
Tun XapakTepHble ONYX0JTH Buja myrannu
Tun 1 lemaHrnobnactomb u obycnosneH geneyuamu,
ccRCC, peakoe MYTaLMAMM C YCEYEHUEM U
NPUCYTCTBUE UK OWMBOYHBIMK MYTALMAMM.
OTCYTCTBUE
$eoxpoMoLMTOMbI.
Tun 2A lemaHruobnacTombl u obycnoBaeH owWKMBOUYHbIMM
$eoxpoMOLMTOMDI, pexe -  MyTaLMAMM
ccRCC
Tun 2B lemanrmnobnactmel, ccCRCC  obycnosned owmnboyHbIMK
1 peoXpOMOLUTOMbI. MyTaLMAMM.
Tun 2C DeoxpomMoLMTOMBI, ObycnosneH olWKMBOYHEIMMK
OTCYyTCTBUE myTaumamm reda VHL, Ho B

remadruobnactommu RCC

OT/IM4YME OT APYTrMX TUNOB,
npwv HEM HE BBIABMAETCA

avcperynauum paktopa HIFI.
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TakTuka BeJeHUs

[o 16 net Y3 6prouHon nonoctu cneayet
NpoBOANTb Kaxable ABa roga.

Mocne 16 net Heo6xo0AMMO NPOBOANTL EXEFOAHYHO
MPT vnu KT 6ptoiHon nonocTu.
Ecnu ncnoneayetcs KT, cnegyeT ncnons3oBatb
CHWXXEeHMNe O03bl, MOCKONbKY NauneHTbl MOryT
npoeoanTtb 30 unu 6onee nccnegoBaHUin B TEHEHUE UX
>KU3HM.
OcHoBbIBasiCb Ha TemMnax pocTa u cneumduyeckmx
MyTaumMaX Yy OTAENbHOro NauneHTa, nHTepsan u
MOAanbHOCTb BU3yanu3auumn MoryT 6biTb U3MEHEHDI.
Xvpyprnyeckoe BMeLLaTeNbCTBO LOMKHO NPOBOANTCA
Kora onyxorib AocTuUraeT 3 cMm.

TakTuka BeneHus

Onyxonu obHapyxuBatoT Ha 6onee paHHen cTaguu, u
BbINONHAT Wagswme onepaumm. CmepTb OT
MeTacTaTMn4eckoro paka nodku npym VHL ctana meHee
pacnpoCcTpaHeHHON.

Koroa HyxHO peseunpoBaTb MHOMO OMyXosien B
obeunx noykax, NnauneHT TepseT PyHKLMI0 NoYek

[Mocne ABYCTOPOHHEN HE(PPIKTOMUM
TpaHCnnaHTauuo NoYKM MOXHO paccMaTpmBaTtb
nocne 1-ao 2-net 6e3 meracTasoB 1 4O TEX NOpP, NOKa
MMMYHOCYNpeccust TpaHcnnaHTarta He BrsieT
oTpuULATENBHO HA OCHOBHOE TeYeHne BonesHu
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I'eHeTnueckas KOHCYJbTAalNuA

MpoBoauTca reHeTMYeCKoe onpeaeneHns Mmytaumn B reHe VHL
nyTeM CEKBEHUPOBaHWSI.

eHeTMyecKkas KOHCYNbTaUusa pekoMeHaoBaHa:
° MauneHTam c remaHrmobnactomamm cetyatkm rmasa m/vnm LIHC

° MOJ10ObIM NalmeHTam
° NauneHTam c My.l'IbTI/ICbOKaJ'IbeIMVI onyxonsamm novek n/vnn
Haano4ye4yHMKoB

Takxe aBnseTca obasatenbHbIM NEPUOANYECKUA CKPUHNHT
naumeHToB ¢ VHL oTsroweHHbIM aHaMHE30M, OH Ha4yMHaeTcH ¢
peTuHockonuu B BospacTe 5 net u nposegeHns MPT LIHC n
OptoLwuHom nonocTtu B Bo3pacte 10 ner.

Knuanueckuit mpumMep

=
Monopgoi myxunHa 36 net
B2o1ar. npu n1aHoOBOM obcnegosaHum BoiISBAEHDI
NepBUYHO MHOXECTBEHHbIE CMHXPOHHbDbIE ONYX0AU
obenx noyek u 060MxX H3ZNOUEYHUKOB

f;,‘f)age-:onyXonM'ﬁoqék —ccRCC

08.2011 r. BbINONHEHA:
Pesekuma npaBon noyku
ALpeHanaktoMmms
crnpaea

11.2011 r. BbINONHeHa:
Pesekuusa neson no4kum
Pesekuusa nesoro
Hagno4e4vyHuka
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2013 . ITaumenTy 38 J1et

Mpn nnaHosom o6cneaoBaHNN BbIABAEHO
obpasoBaHuMe CNNHHOIO Mo3ra Ha YpoBHe
L1-L2 no3BOHKOB, HeENpaBubHON POpPMbI,
pa3mepamu 1,5 x1,0x0,5 cm, Byporo uBeTa.

7

. remaHrnobnacroma

2018 r. manuenTy 43 roaa.

Mpw nnaHoBoMm
obcnegoBaHumn
BbISIBMIEHO
obpasoBaHue
roOnoBKm
NoaXenygoyHom
»xenesbl
OnameTpom
2,0 cm.
Mogo3speHune Ha
mts.
BbinonHeHa
MyHKLMOHHas
ovoncus

Onyxonb noagxenyaouHoi xenesbl. MTC ccRCC unu
deoxpomouuTomb ?
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N3meHUnacb Obl TaKTUKa NeYeHUs n
BegeHUs nauueHTa?

HacnencTBeHHbIN AU PHbINA
[TKP

OTa HacneacTBeHHas NnoyeyvHasi Onyxorb XxapakTepusyeTcs
MHOXECTBEHHOCTbIO, BMnaTepanbHOCTHI0 U UCKITHYUTENBHO
nanunnsipHLIM XapakTepoM CTPOoeHus onyxonu. 3ta 6onesHb
nepefaeTcsl Kak ayTOCOMHO-AOMUHAHTHBIA NPU3HaK U
NPOSIBNSAETCS TONbKO OMYXONSMU MOYKM.

MyTtauusa BoBnekaet npotooHkoreH MET Ha xpomocome 7g31.

Y GonblUMHCTBA NaLUMEHTOB C HacneaCTBEHHbIM
nanunnsipHLIM PakoM 0GHapPYX1BAOT TPUCOMUIO 7
XPOMOCOMB!.

OnucaHo nuwb 30 U3BECTHbIX CEMEN.

Y AByx TpeTen 60nbHbIX pa3BMBaETCA NanUIINISPHbIA pak
MOYeK K BQ rogam n 'y 90% k 80 rogam, 4To CBUOETENLCTBYET
O BbICOKOW NEHETPAHTHOCTM

07.05.2019
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Mopdronornyeckn noyYeyHble onyxonu
MNOXOXM Ha Cnopagnyecknin NanunsipHbIn
pak | Tuna. Kak npaBuno, obe no4ku coctoar
13 BOMbLLOrO KONMYecTBa OnyxoseBbiX
doKycoB pasHoro pasmepa, (M.6. 3400
OMnyxosnemn Ha rnoyky, XoTs 6ONbLWNHCTBO U3
HUX MUKPOCKOMUYECKUNE).

MNManunnspHble KapunHoMebl | Tuna, Kak
npaBwuno, pactyt MegneHHO U NO3TOMY UX He
BbisiBNSAOT Ao 50-70 neTt un YacTo
oOHapyXnBalT TONbKO NPU BCKPbITUMN.

TakTuka BeJaeHUs

PekomengoBaHo kaxable 2-4 r MPT, Ho ecnu
XapakTep pocta o4eHb MeASIEHHbIN, MOXHO
eLle pexe.

YaaneHune onyxonu pekoMeHayeTcs npu
anametpe 3 cMm, YTobbl n3bexarb
MEeTacTa3oB, KOTOpbIE, XOTS U peako, HO
OblBaloOT.

07.05.2019
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Cunaapowm Birt-Hogg-Dube

Cungpom BHD Bnepsbie 6bi1 onucaH B 1978
aBTOpPamMu, HOCALLUMU €ro UMs, Kak reHeTUYEeCKNI
AepmaTtos, COCTOALNN M3 PnbpohonNmnKynom.
3atem 6bI1n1o oTMedeHo passutue NKP. Kpome Toro,
XapaKTEPHO pas3BUTUE NIEMOYHbIX KUCT U CMIOHTAaHHOIo
nHeBMOTOpakKca.

bornesHb cBA3aHa C ayTOCMHO-AOMWHAHTHOMN
MyTaumen reHa FLCN, nokanmsoBaHHOIo Ha
xpomocome 17p11.2, KoTopbIn ABNAETCA
OMNyXOneBbIM CyNnpecCOpPOM.

NpeHTnduumposatb 3TOT CUHAPOM MOXHO Npwu
onpeaeneHnmn nopaxeHnsa Koxm, Hambonee 4yacTto Ha
nuue.

MpunobnuantenbHo 13-34% nauneHToB UMET
onyxonwu noyek. B otnnune ot 6onesHn VHL, B
KoTopown Bce onyxonn sanatotca ccRCC, onyxonu
noyek, cesaAsaHHble ¢ BHD, pasnuyatotea no
TMCTONOTMYECKOMY TUMYy.

MpnbnuauntenbHo 50-67% onyxonen nMetoT
rMOPUAHBIA OHKOLMTAPHO-XPOMOMOBHbIN TUN,

23-34% - xpoMohoBHbIe Onyxonu,

7-9% - ccRCC,

3-5% - OHKOLIUTOMBI U

NpUMepPHO 2% - NanUNNsSpHbIE Pakn NOYeEK.

aHMMOMUONUMNOMbI U MOJIMKUCTO3 NOYEK YacTo
HabnogatoTcs.

07.05.2019
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IIPOYME TIPOSABICHUS

MopaxeHus koxu Bctpedatrotca Y 90% naumeHToB.

hrnbpohonnmKynomel, KOTopble ABMATCA
A06poKavyecTBEHHbIMU ONYXONSAMU BONOCSAHOIro honnmkyna,
BKMtoYasa prndpodonnmkyrnomsl (2-4 Mm bnegHble LMLKW
Ha nuue, Wwee 1 BepXHEN YacTu TynosuLa)

TPUXOANCKOMbI U aKPOXOPAOHbI (KOXKHbIE METKW, KOTOpbLIE
BO3HUKAKT HA BeKax, wee U nogmMblLLEeYHbIX BI'Ia,EI,MHaX).
JeroyHble knucTbl (70-84%) 0COBEHHO B HMXKHUX AONSX,
CMOHTaHHbLIN NHEBMOTOpakKc Habngaetcs y 23% -30%

naumeHToB monoxe 40 ner.

L= Bo3moykHa cBA3b BHD ¢ kuwe4HbiMy nonunamum,
HENPOTEKEOMOWN, MEHUHIMOMOW, MHOIOY3510BbIM 3060M,
MeaynnApHON KapLMHOMOW LLIUTOBUOHOW Xernesbl,
afleHOMOW napaLLMTOBUAHON XKeresbl N KOXKHbIMN
nunomamu.

e

Ficure 3: Hyperplastic, dilated follicle, with keratin plugging and
epithelial wall proliferation, forming cell strings within a relatively
well-delineated proliferation of soft connective tissue.

The strings anastomose, and are also located by the
sebaceous gland (HE, 100x)

MopaxkeHne KoXu Npu cMHapoMe
BHD

13



MopaxeHune koxu npu BHD

S

“ bonbwuHCTBO onyxoneun novyek BHD nmetor
MPOMEXYTOYHYIO arpecCuUBHOCTb, CPaBHUMYHO
¢ VHL. Onyxonun no4ek BHD Heckonbko
MeHee arpeccuBHbI, YeM NpW Opyrux
HacrneAcTBEHHbIX CUHOPOMAX, HO
3aboneBaHue He criegyeT paccMaTpmBaTth Kak
nobpokavyecTBeHHOE, NOCKOSbKY Onyxosb

— MOXeT meTacTasupoBarTb.

07.05.2019
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TakTuka BegeHus

ExxerogHoe MPT mnnun Hnskogososoe KT
nccrnegoBaHMe pekoMeHAoBaHO HaunMHaTh B
Bo3pacte 20 net

Y nauymeHToB 6€3 nopaxxeHns novek
pekomeHaoBaHo MPT kaxable 3 roaa.

MpaBuno 3 cm.

TyOepo3HbIi CKIIepO3, 00IE3Hb
bypuesuisa

MepBble onuMcaHWsa Heyra MOXHO HaWTU y
Bpaya Ppugpuxa PeknuHrxaysepa. HemHoro
nosxe paHLy3CKuii uccregoBaTernb
BypHeBunnb NpoBen TwarensHoe
obcrnefoBaHue NauneHTKU, cTpagaroLLlen ot
Ty6epo3HOoro ckneposa, 1 aarn nosHy
XapakTepucTuky 3abonesaHus. B koHue 19
Beka Bpay-gepmaronor MNpuHrn gan
onvcaHne JobpoKkavyeCcTBEHHbIX ONyxXonen Ha
nvuax naumeHToB.

MepBoe cnoBo B HazBaHUM GonesHu
NpoucxoauT OT naTuHckoro tuber — Hapoct,
Onyxorsb, W onuncbiBaeT «Tybepchl» —

XapaKTepHble HOBOOBPa30BaHWs B Kope MNepBas U3BeCTHas UNNoCTpaLms
Mo3ra 60mbHbIX, 0BbIYHO Ha rPaHULIE Ceporo 3360”9‘33””91’ U3 atnaca KoXHbIX
u 6enoro BelecTsa. Tybepchl Gbinu BonesHeit hpaHLlysckoro
BrEPBble ON1CaHbl (PaHLy3CKUM Bpaya [bepa Paiie, 1835 rog

HeBposiorom BypHeBwunnem, NoaTomMy MHorga
6one3Hb Ha3blBAOT €r0 UMEHEM

07.05.2019
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MyTtaumun TSC1 (9934) KoTopbIn KogupyeT ramapTuH u TSC2
(16p13) koTophkIN kKoaupyeT TybepuH (16p13.3).

UHTepecHo, uto TSC2 HenocpeaCTBEHHO MPUMBIKAET K reHy
nonukucTo3Hom 6onesnn noyek 1 (PKD1) n Habnogatotes
nepekpbiBaloLLnecs reHeTudeckue CUHAPOMBI,
xapakTepusytormecs kak TSC, tak n PKD. MyTtauum B TSC2
cBs3aHbl ¢ bonee Tsxxenbimmn hopmammn TSC
AyTOCOMHO-AOMUHAHTHbIN TUM HacneaoBaHUS.

TC BcTpevaetca y 1:6000 go 1:1000 yenoBek u cpegHUn
BO3pacT AMarHOCTUKN NOYEYHbIX NposaBneHun coctasngaeT 30
ner.

Tonbko 30% TSC HacnenyeTcsi, 1 6OMbLUNMHCTBO CIy4aeB ABMATCS
CMOHTAHHbLIMU MyTaUMaMU. TO MOXET 3adepxatb gnarHoctuky TC ns-
3a OTCYTCTBMS CEMENHOI0 aHaMmHe3a.

[ToueuHbie IPOSBICHUS

MpumepHo y 70-90% naumeHToB ¢ TC pasBuBaeTcs

oaHa unu Heckonbko AMJ1. MHoxecTBeHHble AMJ]
ABNAIOTCA BeayLen Npu4MHOM CMepTu OT
KPOBOTEYEHUS N NOYEYHOW HEQOCTATOYHOCTN.

B pononHeHne k AMJ1 MOXHO yBUAETH

MHOIFOYMCIIEHHbIE KUCTbI, BeayLme kK 6onu, nHdekumm
M NOYEYHOWN HegoCTaTOYHOCTM, OCOBEHHO B Cryyasix,

cBda3aHHbIX ¢ PKD1.

Kpome Toro, BaxxHo 3Hatb, 4To AMJ1 moxeT
pPacnpoOCTPaHATLCS Ha HUXKHIOK MOMYH BEHY U
MECTHbIE NuMaTnyeckme yanbl, UMUTUPYS
310Ka4eCTBEHHOCTb.

07.05.2019
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Pak noyku mpu Ty0OEpO3HOM CKJIEPO3€

Pak no4kun passmaetcs Tonbko y 1-4% nauuneHTtos ¢ TC.
CpepnHui BospacT 28 net, yacTto onyxonu bbiBatoT
ABYCTOPOHHUMU. CpeaHuii pasmep onyxonu y 6onbHbIXx TC
cocraenser 2,9 cm (B gnanasoHe o1 0,1 go 22 cm).

Pak noyek npu TC knaccuduumpytoT Ha 3 Tuna:
TC-cBaAzaHHble nanunnsapHbIn MKP,

rmoépuaHble onyxonu, MopdONorMYeCckn NOXoXn Ha
XPOMOGOOHbIV pak UM OHKOLIMTOMY.

HeKJ'IaCCI/I(bI/ILI,I/I poBaHHbIE 3nNUTENMNaribHble Onyxosu.

Heobxoanma Groncust YTobbl OTNMYNTL onyxonb oT AMJT 6e3
L XXMPOBOIo KOMMOHEHTa. BbICTpo pacTyLue onyxonu
NoAO3pUTENbHbLI HA 31T0KAYeCTBEHHbIE.

MpaBuno 3 cm

MPOYHUE MPOSBICHUS

TC xapakTepusyeTcsi MHOXECTBEHHbIMU
fAo6poKayecTBEHHLIMI ramapToMamu, 0cobeHHo B
rONIOBHOM MO3re, TakKUMM KaK KopTuKarbHble Byropku
(80%) v cybaneHaMMapHbIe MraHTOKNeTO4HbIe
actpouutombl (10%), npuBoasLLme K
HEBPOMNOrMYECKNM NPOSIBMEHUAM, 0COBEHHO
3MNUMENcHUN N KOTHUTUBHON UHBaNWUAHOCTU.
[amapToOMbl ceT4aTKn MOTyYT BbI3BaThb MOTEPIO 3PEHMSI.
[amapTomMbl nyua (NMueBble aHrMopuépombI)
BcTpeyatotcs y 90-100% GonbHbix TCK. Koxa
(dbrBpo3HbIE BNALLKM Ha NBY, LarpeHeBble 3annatbl) 1
nof,_HOTTEBbIM FTOXEM Takke BUAHbI NMOAHOrTeBble
hnbpombI.
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JIumbanruoneiioMruomMaTos

Apyrnm 3abonesaHMeM C aHanorM4YHbIMu
reHeTU4EeCKMMN aHOManuaAMmn, NOXOXNMMN Ha
Ty6epOo3HbIN CKepos, ABNSeTcA
numdaHrnonenommomatos (JIAM), npeacrasnsatowmn
cobon Mo3anyHyo hopmMy TyBEPO3HOro ckneposa ¢
COMYTCTBYIOLLUMMUN KACTaMN NETKMUX, KUCTaMn NOYEK,
AMIJ1, 3a0pHOLWMHHLIMK 1 Ta30BbIMU
numdaHrmomamu.

JIAM Habntogaetcs y 26-39% naumenToB ¢ TC.
CepaedHble pabgommombl Habntogatotesa y 50-70%
aeten ¢ TCK, HO B BONbLINHCTBE CnyyYaeB CMNOHTAHHO
paspeLuaroTcs.

MOFyT ObITb pekTalibHble Nnorinnbl, KOCTHblE OCTpPOBa
N afeHOMbI LMTOBUOHOM XKenesbl.

MauneHTbl 4OMKHbI 6bITb NPOBEPEHBI Ha
Hannume mytaumm TSC1 nnu TSC2.

07.05.2019
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TakTuka BeJeHUs

Tomorpadgunyeckoe HabnogeHme ¢ NOMOLLbIO
MPT wnnu Huskogososon KT pekomeHayeTtcs
He pexe 4Yem pa3 B 1-3 roga, Kak ans
MOHUTOpUHra pocta AMJI, Tak 1 a4ng paHHero
BbISIBIIEHUS OMyXOsien noyek

Takxke npumMmeHdaeTcsa npasuno 3 Cm

Mnoro naumneHToB ¢ JIAM n AMJ1 nmetot
3 PEeKT OT CUCTEMHOWN Tepanun
Cuponnmycom n 9BeposiMumycom

Knuanueckuit mpumMep

K, 26 ner.

CnyyanHas Haxodka — KpynHasi onyxorib
rneBon NOYKU

11 onyxonewn npaBown MOYKM

HedopakTtomusa ¢ numdageHIKTOMUEN
AHrmoMmmonunoma, B noyke 2 MMKpPOOMNyxosnm

(aHrMomunonunomel)

B 3 n3 7 numdpatmnyeckux ysnax —
aHrMMOMMONMNMNOMBbI

Opyrvx NpusHakoB TyGEPO3HOro Ckrepo3sa HeT
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HacaencrBeHHBIN J1€HOMHOMATO3 U
MOYEYHO-KJIETOYHBbIN paK

HLRCC 6bin BnepBble 06HapyXeH B
PUHNAHOUM CPeaV KEHLLNH C
npenpacnonoXeHHOCTbIO K JlienoMMomMam
MaTKM (CEMENHbLIN NENOMMOMATO3 KOXN U
MaTKn unv cuHgpom Puga).

HacnenctBeHHbBIN JIEMOMUOMATO3 U
[IKP

HacnegcteeHHbIn nenommomaTtos ¢ NKP — cuHapom,
XapakTepusyloLNnCca NeNnMMoMamMm KOXXn u MaTtku un
Bblcokon YacTtotou MNKP 1 nenommocapkomMbl MaTKu.
BonesHb cBa3zaHa ¢ myTaumen reHa FH (fumarate
hydratese), aBnstoLLEerocs ornyxonesbiM Cyrpeccopom,
nokanuMsoBaHHOro Ha xpomocome 1942.3 k q43.
AyTOCOMHO-AIOMNHaHTHOE HacneaoBaHue.

BonbwnHCTBO onyxone|7| Yy 3TUX nauyneHToB MMerT

MopcbonorwquKyro KapTUHY NanumnrbapHOro paka Il TMNa.

HesHaunTenbHoe KonM4ecTBO NaLUMeHTOB MMEKT pak 13
npotokoB bennuuu. Onyxonb Npu 3TOM CUHOPOME Kak
npaBuo ConuTapHas 1 yHunatepanbHas.
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HacaencrBeHHBIH J1eHOMHOMATO3 U
MOYCYHO-KJIETOYHbIN paK

BonesHb cBsidaHa c
MyTaumewn reHa FH (fumarate
hydratese), asnsatoLierocs
onyxorneBblM CYnpeccopoM,
FI0Kanu3oBaHHOIO Ha

AyTOCOMHO-,D,OMI/IHaHTHoe
HacnegoBsaHue.

BcTtpeuaetcs peako.

HacJaeacTBeHHBIH JJeHOMHUOMATO3 U
MOYEYHO-KJIETOYHbIN PaK

Makpockonusa: ogmHo4Hoe obpasoBaHme, KNCTO3HOE,
connaHoe, KNCTO3HO-conuaHoe, ot 2,5 oo 12 cm. Yauwe B
KOPKOBOM BELLECTBE, HO MOXET ObITb 1 B MO3rOBOM.

McTonorus: obbl4HO NanUNNApPHOEe CTPOEHNE C KPYMHbIMU
KreTkamm ¢ 06unbHOM 303MHOUIBHOM LITOMIa3MOMN,
KPYMHBbIMY SapamMn U 3aMETHBIMU AAPbILLKaMKU, MOXOXMMU Ha
BKMoyeHus. OnncaHbl pasnnyHble BapuaHTbl CTPOEHNS:
TyOynsipHbIA, TYBYNO-KNCTO3HbIN, CONMUAHBIN, CMELLAHHbIN.
XapakTepHble sgpa MoryT ObiTb TONbKO hOKanbHO.

UIrX - nomeps FH u ceepxakcnpeccusi
MoOughuyupo8aHHO20 yucmeuHa — S-2-CyKUUHOUUCMeUHa.

MporHo3 nnoxon. RCC nmeet TeHAEHUMIO K
paHHen 1 Wupokon anccemmHaummn. Metacrtasbl
MoryT ObITb Aaxke Npy ManeHbkon onyxonu. Yacto
nepuToHeanbHas guccemMuHauus.
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TakTuka BeJeHUs

3-3a arpeccnBHOro noBegeHUst onyxosnm
yoansioT, Kak TONbKO OHU OOHapYyXeHb!.

[ns naumMeHToB C HanMuMem MmyTauuu, Ho 6e3
NPU3HAKOB MOPaXXeHUs MNoYeK exerogHoe
MPT-TecTMpoBaHMe NO3BOANT OBHAPYXUTb
OMyXONWM Ha pPaHHUX CTaausaXx, Noka OHW eLle
N3NeYnMbil.

MpaBuno 3 cm He npumeHseTca K HLRCC!

CykumHaT-geruaporuHasa-aepuuuTHbIN
MOYECYHO-KJIETOYHBIA PaK

Onpegenexue. SDH- Pepnkas onyxonb, 0,05-0,2% Bcex
AEPULNTHBIV NOYEYHO- KapLUMHOM MOYKM, GOMbLUMHCTBO
KNETOYHbIV paK - nauneHToB — Moroble noau,
3rloKaYecTBeHHas cpefHvn BospacT 38 ner,
anuTenmanbHas onyxonb npeobnagatT MyxunHbl 1,8:1.
O KnuHuka. BonbLumHCTBO

BaKyOnM3mpoBaHHbIX
303MHOMUIBHBIX A0 CBETbIX
KNETOK 1 onpegensieMbiv
norepen skcnpeccun SDHB
UIrX mapkepa — anucyHKunm
MUTOXOHAPUAnbLHOro KoMMekca
Il. BOMNbLWWHCTBO NALMEHTOB
MMEET BPOXAEHHYIO MyTauuio

Oonyxonemn orpaHUyYeHo NMOYKOMN.
BoBreueHve okornonoye4yHon
KrneT4yaTKku, BEH UNMN cUHyca
penko. MynsTugokansHOCTb U
OunatepanbHocTb y 30% npu
ANUTEnLHOM nepuoae
HabnoaeHus.

SDH-reHa. MyTaLum B MeTacTasbl pefko. XapakTepHbi

cybbeamHuuax SDH-B (1p35- ceMenHbIi aHamHe3 SDH-

36) 1 SDH-D (11q23) KapLVHOMBbI, MaparaHrmimmomsl,
mnu SDH-geduumTHbIE
racTPOMHTECTUHASIbHbIE

CTpomMarbHble onyxosnu.

Maxpocxonml. OObI4YHO YeTKO o4yep4yeHHas, XXenTo-Kopn4yHeBan
conugHada onyxonb, MYINbTUKACTO3HbIE U3MEHEHUA peKo.
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I'ucrosiorus

Hanbonee yeTkas
XapaKkTepucTmKa — NpUCyTCTBUE
UMTOMMa3mMaTnYeCKnX Bakyonem
WIN XNOMNbEBUAHBLIX BKNHOYEHWUN,
KoTopble cogepxat
3031HOWIBHBIN N GriegHbIN,
MOXOXWW Ha AbIMKY Matepuan, u
€CInn ero MHOro,0H nNpuaaet
NEHNCTLIN BUA.

B HekoTOpbIX cnyyasx, 0cobeHHO
B OMyXOnsiX C BbICOKOW siAepHOMN
aTUnNuen, aTu BKIYEHUS MOTyT
ObITb MOMHOCTBLIO Pa3peEXeHbl U
NOEHTUDOULMPOBATLCS TONBKO
nocne TwaTenbHOro
ncenenoBaHus.

MoxxeT 6bITb TpaHcopmaLums
BbICOKOW CTeneHu
310Ka4eCTBEHHOCTU, NHOrAa
capKkoMaToMAHble N3MEHEHWS.

UrX. Motepsa SDH akcnpeccuy no3sonseT
AunarHoctupoBaTb 3TOT pak.

MaparaHrnnoma, racTpoMHTEeCTUHArNbHast
CcTpomaribHas onyxosib, NUTyntapHas
apgeHoma Takke SDH-HeratuBHblI.

30% onyxonen no3utmeHbl kK MCK, CD117-,

CK7-(+meHee 3%) PAX8+, noyeyHo-
cneundryeckmin KaarepyiH +,
HEMPOSHAOKPVHHbIE MapKepbl-.

HpOFHOCTH‘IeCKHe U NPECANKTUBHBLIC

(paxTopsl

BbicokoaudcepeHUmpoBaHHbIe

onyxonu, 75%
HM3Kasi cTeneHb

3/10Ka4eCTBEHHOCTU, HET HEKPO30B

BrnaronpusTHLIN NPOrHO3, NpU
AnuTenbHOM nepuoae

HabnoAeHNsl MeTacTaaupoBaHue y

11%.

Mo3gHne peuunamebl MOryT BbITh

onyxonu, 25%

npv geanddepeHunpoBke
(capkoMaToOMAHbIA KOMMOHEHT

UKW BbICOKas siaepHasi aTunusi)
UK KoarynsiLMOHHbIX HEKPO3ax

ncxon MeHee GnaronpusiTHbIN,
meTacTasbl y 6onee 70%.

yepes 16-30 net nocne yaaneHus.

OpHako TpyAHO pasrpaHMynTb

peunans OT METaXPOHHON
OnyXonw.

HuskoauddhepeHumpoBaHHbIe
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IIPOYHUC IIPOABIICHHUA

BbiCOKMIN pUCK pa3BUTUSA NaparaHrimom
ronoBbl U LWEeN U PheoxXpoMoLUTOM
Ha4nOYEeYHNKOB/AKCTpagpeHanbHbIX

naparaHrnMoMbl BKIKOYAOT B cebs onyxonu
COHHBbIX apTepun 1 CyLLeCcTByeT CBA3b C
XenygoyHO-KMLLEYHbIMU CTPOMarbHbIMU
onyxonsamu (GIST)

[‘eHETHUECKNI CKPUHUHT, TAKTUKA
BeeHUNS

PekomeHnayetcsa onpeneneHne mytaumna SDH
AOJ151 YEHOB CEMbM.

N3-3a meTacTaTtnyeckoro noteHyuana, Kkak
npaBuio, He peKkoMeHOyeTCA HabnoaeHne u
BbIABJ1IEHHbIE OMYyXOJ1N clieayet 6bICTpO
yoanATb.
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CeMEenHbIN paK MOYKU

CuntaeTtcs, 4to cemerHbIi ccCRCC aBnsieTca pesynsratom
MYNbTUreHHOro HacrneaoBaHust, TO eCTb Bbi3BaHa KOMOMHauUMen
HECKOITbKNX FEHOB, N HUKaKUX KOHKPETHbBIX reHETUYECKMX
aHoManui BblSBNEHO He GbIno.

Onyxonu, Kak NpPaBuIo, CBETINIOKINETOYHbIE KapLIMHOMbI, HO
MOTYT GbITb U OpYre BapuaHThbl

KnvHuyeckasa kapTrHa aTUX onyxornen aBnsieTca TUMUYHbIM U
Hecneunguyeckum.

[nsa nauneHToB ¢ cemenHbiMu ccCRCC pekoMmeHayeTcs
NpPoBOANTb reHeTu4eckoe TectuposaHme Ha VHL, SDHC, BAP 1,
TCS1 nTCS2.

[ns cemelHbix xpomodobHoro RCC, FLCN, KTC1, KTC2, a
nHorga n PTEN (B 3aBUCUMOCTU OT KIIMHUYECKNX NMPOSIBIIEHNIA)
PEKOMEHAYIOT.

Onsa cemenHbix RCC, BO3HUKaOLWMX B paHHEM BO3pacTe,
pekomeHayeTtcst TectupoBaHme Ha SDH n FH-myTaumu.

KoHcTUTYIIMOHHAS TPpaHCIOKALUS
XPOMOCOMBI 3p.

HacneacTtBeHHbIM CUHOPOM,
XapaKkTepu3yLLMNCH CNEKTPOM
TpaHCcnoKauum, BOBIIEKakLLMX XpOMOCOMY 3,
C ayTOCOMHO-AOMUHAHTHbIM TUMOM
HacneaoBaHUS.

[na aTux naumneHToB xapaktepeH ccRCC.
OTO peakasi HacneacTBeHHasi popma paka
NMOYKN, N3BECTHO TOSNbKO 7 CEMEWN.
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Jpyrue HaciaeICTBEHHbIE CUHIPOMBI

CuHgpom JInH4ya —HacneacTBEHHbIN HEMOMWMO3HbIN KOMOPeKTanbHbIN pak
(HNPCC), siBnsietca HacneacTBEHHbIM ayTOCOMHO-AOMUHAHTHBIM PacCTPONCTBOM,
KOTOpOe npegpacnonaraert fogen K CnekTpy 3rokadecTBeHHbIX HOBOOOpa3oBaHUIA.
MoxeT pasBuTbCA ypoTenuarnbHbI pak NoYkn
mcTonaTonornsi MOXET Cbirpatb ponb B MAeHTUdMKaLMn onyxonen ans
TectupoBaHus MSI. MaTTepHbl HBEPTUPOBAHHOIO POCTA, MHTPaTyMoparnbHble
J'II/IMdJOLI,I/ITbI, Hanuyune Tonkarwmnx rpaHunL, onyxonun n I'IJ'IGOMOp(bVIC'!M, MoryTt
cBuaeTenbcTBoBaTh 0 JIMH4Y-accoummnpoBaHHbix UTUC. Y naumeHToB ¢ CUHAPOMOM
JIHYa pernctprpyemblii NOXn3HeHHbIN puck passuTua UTUC coctasnseT ot 0,4 ao
20%, 4T0 B 22 pa3a Gonblue pucka, Yem y HaceneHns B LIenom.
Cunppom KoyaeHa - 310 o6Lumii CMHAPOM NPeApacrnonoXeHHOCTN OnyXonu,
BcTpeyvatowmmncsa y 1: 200 000 4enosek. bonee 70% nauveHTOB ¢ CUHAPOMOM
KayneHa vmetoT 3apofbilleBble MyTaummn B reHe docdarasbl v flomornora TeHanHa
(PTEN) Ha xpomocome 10922-23. CuHgpom PTEN hamartoma-tumor cBsizaH ¢
3apofblLLeBbIMX MyTaLuusMmM reHa onyxonb-cynpeccopa PTEN, 4yto npusBogut K
yBENMUYEHNIO Nponudepannm KIeTok N CHUXKEHWIO rMbenn KNeTok.
MoxunaHeHHbIn puck ans PKK y nuy ¢ mytaumammn PTEN oueHnBaetcs B 34% npu
TUNNYHOM AnarHo3se B cpegHem 40 ner.
Cowden 1 PTEN cBsizaHbl C nanuinsipHbIM pakoM MoYKK, 06bIYHO BCTpeYatoLwymes
B 5-m AECATUNETUN XKN3HW. Bbinn coo LLIEHbI ,qpyrwe peHarnbHble TUMbl ONyXonu
Bkntovas ccCRCC, xpoMooBHbIA, nanunnapHbIn (Tunsl 1 un 2).
HeT KOHKPETHbIX pekoMeHaaLui No HabnIAEHWIO 3a N306paxeHNsIMU

brnazodapro 3a eHumaHue!
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