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OBPA3OBATEJIbHbIE MATEPUATIbLI A1 MAUVEHTOB N Y XAXNBAIOLLIX 3A
HAMW JTNL,

Nudpopmauuma o mytaumm reHa VHL

OT1a uHpopmMaLumsa NOMOXET BaM NOHATb, Kak MyTauuna reHa VHL moxeT
NOBMUATb Ha BaC 1 BaLly CEMbIO.

B 3TOM MaTepuane cnoBo «ceMbsi» O3HaYaeT Nofaen, C KOTOPbIMU Bbl CBAA3aHbI
KPOBHbIM poacTBOM. K HUM He OTHOCATCSA NoAn, C KOTOPbIMUY Bbl MOPOAHNINCH
yepes 6pak unu Yepes ycblHoBNeHne/ygovepeHune. Mol Tak)ke Ha3blBaeM 3TUX
YJ1I€eHOB CEMbM BaLLNMN KPOBHbIMU POACTBEHHNKAMMN.

eH VHL o6bi4HO NnOMoraeT npegoTBpaTnTb pak. MyTaumsa 3TOro reHa
Bbi3blBaeT HapyLueHus B ero pabore.

Ba)kHO NoOHUMaTb, YTO HanM4ne MyTauum B 3TOM FreHe He O3Ha4aeT, YTo y Bac
ob6s3aTenbHO 6yaeT o6HapyXXeH pak. DTO O3HAYAET, YTO Bbl MOABEPIKEHDI
OonblLUeMy PUCKY PasBUTUA HEKOTOPbIX BUOOB paka. Tun paka y noaemn c
MyTauunel B 3TOM reHe MoXeT ObITb pa3HbiM jaxke B OAHOW ceMbe.

Kakown y meHst puck 3abonetb pakom npwm
Hannumu myTauum reda VHL ?

Hanunune y Bac MyTaumm reHa VHL o3HauvaeT, 4TO y Bac ecTb 3aboneBaHue,
Ha3biBaeMoe cuHgpomoM ¢poH Nvmnnena — Jlnnpay (Von Hippel-Lindau, VHL).

VHL noBbilaeT pnck pasBuTnst HEKOTOPbIX BUAOB paka nian HoBoobpa3oBaHuMi,
BK/OYaa cnegytoLime:

e [emaHrnobnactomsbl. Kak npaBnno, 3To gobpokKavyecTBeHHble ONyxonu,
pasBUBalOLLNECH B TOJIOBHOM, CMMMHHOM MO3re Uu rnasax.

* HelipoO3HOOKpPWHHBbIE ONYXONWN NOAXKENYA0YHON Xene3bl.
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e Pak novek.
e KncTbl NOYeK U NOAXKENya04YHOW Xenesbl.

e Peoxpomountombl. Kak npaBuno, aTo gobpokavyecTBeHHblie ONyXonu,
pasBuBaloLLmecs B Hagno4yevyHuke (HebonbLWOM opraHe, pacnoslIoXXeHHOM B
BEePXHeWN 4YaCTn KaXkKaomn NOYKN).

e OnyxonunsHgonumdartmnyeckoro mewka (Endolymphatic sac tumor, ELST).
ITO ONyxonu, KOTOopble PasBUBAIOTCSH B yXe.

e Onyxonun penponyKTNBHOWN CUCTEMbI, Ha3biBaeMble LUCTageHoOMaMu.
OO6bI4HO OHM ABNAIOTCA [OBPOKaYeCTBEHHBIMU.

Mo Mepe N3ayvyeHna astTnx MYT&LI,I/IVI Mbl MOXeM O6HapY)KI/ITb, YTO OHN
yBeJINYNBAIOT PUCK Pa3BUTUA OPYrnx TmnoeB paka. KOHCYJ'IbTaHT noreHetTumke
npenoCTtaBnUT BaM AONOJIHNTEJIbHYIO I/IHCI)OpMaLl,I/IIO O nosBbllLUeHNN PUCKaA
Pa3BnNTNA paka, eciiny BaC eCtb MyTauund.

Y10 1 MOry coenaTtb gnst CHUXKeHNst pucka

pPa3BUTUS paka Npu Hanu4Ynn myTtaumm reHa VHL
?

KoHCynbTaHT no reHeTuke n3y4mt Bawm pesynbtaTtbl. OH 06cyanT c Bamu, C
KakuM TUNOM paka CBsi3aHa Bawla MyTaums. [1o Mepe nsy4yeHus 3Tux MyTauui Mol
MOXeM OBHapYXNTb, YTO OHU YBENTNYNBAIOT PUCK PA3BUTUSA OPYIrUX TUNOB paka.

Baw KOHCYNbTaHT NO reHeTUKe TakXXe N3y4nT BaLl INYHbIA U CEMENHbIN
aHaMHe3, CBA3aHHbIN C pakoM, U 4acT peKoMeHAaumMn rno nNpoxXoXaeHnio
obcnenoBaHUin Ha HanM4YKMe pakoBbix onyxosen. OH MoXeT NopekoOMeHO0BaTb
HavaTb o6cnegoBaHue Ha Hann4ymne paka B 6onee paHHeM Bo3pacTe uc
6onblLuelr YacTOTO NO CpaBHEHMIO C 6ONbLUMHCTBOM nlogei Uin NPonTy
cneumnanbHble o6cnenoBaHns, YTOObl OOHAPYXUTb PakK Kak MOXHO pPaHbLLE.

K Takum O6C.l'le,El,OBaHVIF|M Ha HaJInimne pakoBblX OI'IYXOJ'IEI‘/'I OTHOCATCA:

o Pusnyeckun OCMOTpP C 0co6bIM BHUMaHUEM K HeBPOJTIOrnM4eCKnm
cMMrnTomMmam, npo6neMaM CO CJIYXOM, 3peHnemM n aptepuasjibHbiM laBJiIeHNEM.

2/4



AHanusbl KpoBWU.

MarHnTHoO-pe3oHaHcHasa Tomorpadus (magnetic resonance imaging, MRI)
FONOBHOIO MO3ra 1 NO3BOHOYHMKA.

CneunanusnpoBaHHbIi OCMOTP rnas.

YnbTpa3sBykoBoe nccnegoBaHue 6ptowHom nonoctun (Okmsota) ¢ MRl n/mnu
KoMnbloTepHol ToMorpaduen (computed tomography, CT).

HekoTopble u3 aTux ob6cnegoeaHnin 6yayT NpoBOAUTLCA pPa3 B rod, opyrue
MOryT Ha3Ha4aTbCA Yalle unm pexe. Baw KOHCYNbTaHT NoO reHeTMKe pacT
pekoMeHaauumn, Kak HacTo BaM HY>KHO NpoxoanTb ob6cnegoBaHMe Ha Hannyme
pakoBbix onyxonei. C BaMu Takxe obcypgaTt gpyrue cnocobbl o6cnenoBaHus
npenoTBpaLLeHns Pa3BNTUA paka, KOTopble MOryT BaM NOOONTM.

Y10 Hannume myTauum reHa VHL o3HavaeT gns
MOUX KPOBHbIX POACTBEHHUKOB?

Mpwn Hanu4YMM y BaCc MyTaumm BEPOATHOCTb HAIM4YMA 3TOW MyTaLMn y BaLLnNX
ounonorunyeckux pogutenen, 6paTtbes, cectep u getein coctaenaet 50%. Y
BaLLMX JaNbHNX POACTBEHHNKOB TakKXXe MOXEeT MMeTbCs PUCK Hann4us
nopo6Hom MyTauun.

BeposiTHOCTb Nepepayn MyTauum gpyrum YaneHam ceMbn My>XUMHaAMN U
)XEeHLLUVHaMN oauHaKoBa. [1na noBbILLeHNS pUcKa pPasBUTUSA paka 4OCTAaTOYHO
yHacnegoBaTb MyTauUIo OT OQHOIo poauTens.

KoHcynbTaHT NO reHeTnKe 03HaKOMUTCS C BalLlen TINYHOW U CEMENHOWN
MeaUNLUUNHCKON NCTOpUeNn, Nocne 4Yero cKaxkeT, HY)KHO JIN NPOUTU reHeTu4yeckue
nccnepoBaHns BallM KPOBHbBIM POACTBEHHUKAM.

Y10 3TO O3HauaeT gnsa NnaHNPOBaHNA CEMbU?

Ecnn npn Hannynun y Bac MmyTauumn reHa VHL Bbl nnaHupyeTe umMeTb geTen, ecTb
cnocobbl NpegoTBPaTUTb yHacegoBaHe MyTaunm BallMMn e TbMI.
Bo3MOXHO, Bbl 3aXx0TUTe 06CYyanTb 3TN BapunaHTbl CO cBOUM(-eli) napTHepoMm(-
LLe) N KOHCYNIbTaHTOM MO reHeTuke.
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Y10 0O3HauaeT oTCyTCTBME Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnu Mmbl 06HapPYXUnn BapmnaHT HeonpeaeneHHoro
3Ha4yeHus (variant of uncertain significance, VUS), Baww KoHCynbTaHT no
reHeTnKe N3y4YnT Ball JINYHbIA U CEMENHbIN aHaMHe3 paka. Bam pagyT obwiune
pekoMeHJauum no NpoxoXxapeHuno obcnenoBaHni Ha Hann4Me PakoBbIX
onyxosnen.

VUS o3HavaeT, 4To Obi1o OOHApPYXXEHO N3MEHEHNE B reHe, HO Mbl MOKa He
3HaeM, CBSA3aHO /I OHO C NOBbILLIEHHbIM PUCKOM Pa3BUTUSA paka. bonbWNHCTBO
VUS B KOHEYHOM UTOre OKasblBalOTCA HOPMaslbHbIMU U3MEHEHUSIMU, He
BUSAIOLLNMIN Ha COCTOSIHME 300POBbA.

KoHTakTHasa uHdpopmauums

Ecnny Bac ecTb BONPOCHI UK onaceHnsl, obpaTnTech K BaLleMy
KOHCYNbTaHTY No reHeTuke B Cnyx6e KNMHNYEeCKMUX reHeTU4eCcKnx
nccneposaHui (Clinical Genetics Service). Bol MOXeTe cBSI3aTbCSA C HUM C
noHepgenbHuUKa no naTHuuy ¢ 9:00 po 17:00 no tenedoHy 646-888-4050.

[OononHnTenbHyto nHdOopPMaLMIO CM. B HalLen BUpTyanbHoW bubnnoTteke Ha
cante www.mskcc.org/pe.
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