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AOKNMINHNYECKAA AUATHOCTUKA CUHAPOMA ®OH XUNNENA-IMHAAY
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Y PEBEHKA TPYAHOIO BO3PACTA
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MNpepcTaBneHo onvcaHue ciyvas AUarHOCTUKKN cuHapoma ¢oH Xunnena-JliuHgay y pebeHka B Bo3pacte NATY MecALEeB, He
MMeIoLLero Kaknx-nmbo npoasneHun gaHHoro 3abonesaHuA. [loBoAoM AnA MoNeKynspHO-reHeTuyeckoro obcneoBaHma
CTano Hanuuue cnyyaes [aHHOIO CUHAPOMA B ceMbe (Mama u cecTpa). B reHe VHL 6bin BbiABNIEH reTepo3nroTHbI Bapu-
aHT ¢.355T>C p.F119L. Mpn 06beKTMBHOM 06CNeaoBaHUN CO CTOPOHbI BHYTPEHHUX OPraHOB NaTosorn He BbiABNeHO. Kom-
nnekcHoe nabopaTopHO-MHCTPYMEHTaNbHoe 06cefoBaHMe, HanpaBieHHoe Ha NMOWCK KOMMOHEHTOB crHapoma GoH Xun-
nena-finigay, B TOM Uymcie aHanm3 KPoBU Ha MeTaHedpUHbl 1 HopmeTaHedprHbl, Y3 opraHoB 6ptowHON NONOCTH, OCMOTP
rNa3HoOro fiHa, TakXKe He BbIABUIO KaKNX-TMOO OTKNIOHEHUI. YUunTbiBan pe3ynbTaTbl MONEKYNAPHO-TeHEeTUYeCKON AnarHoCTu-
KK, pebeHOK ocTaeTca nog HabnogeHvem 1 6yaet NpoxoanTb perynapHoe obcneioBaHme C Lesblo BblABEHMNA KOMMOHEH-
TOB cCMHApPOoMa GoH Xunnena-JivHaay, BKNoUasa aHanu3bl KPOBU/MOUM Ha HOpMeTaHeGPUHBI.

KJTIOYEBbIE CJIOBA: 0emu; heoxpomoyumoma; CuUHOpom ¢poH Xunnensa-JluHoay.

PRECLINICAL DIAGNOSTICS OF VON HIPPEL-LINDAU SYNDROME IN A CHILD
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The description of the child aged 5 months with the von Hippel-Lindau syndrome without any manifestations of this syn-
drome is presented. The reason for the molecular genetic examination was the presence of cases of this syndrome in the fam-
ily (mother and sister). The heterozygous variant ¢.355T>C p.F119L was found in the VHL gene. An objective examination
revealed no pathology. A comprehensive laboratory and instrumental examination aimed at searching for components of
the von Hippel-Lindau syndrome, including a blood test for metanephrines and normetanephrines, ultrasound of the ab-
dominal organs, examination of the fundus, also did not reveal any abnormalities. Given the results of molecular genetic
diagnosis, the child remains under observation and will undergo regular examinations to identify components of the von
Hippel-Lindau syndrome, including blood/urine tests for normetanephrines.
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AKTYAJIbHOCTb

®eoxpomouunTtombl/naparanravomsl (OXL/TII) — 370
HePO3HAOKPVIHHbIE OMYyXONW, Pa3BUBAIOLMECA W3 XPO-
Mad VHHBIX KNETOK MO3rOBOro BeLleCTBa HaiMOUYeYHNKOB
(80-90% cnyuaeB) 1 BHEHaAMOYEYHVKOBOW NTIOKann3awmu,
BblJENALE KAaTeXONaMUHbl B U3ObITOYUHOM KOJIMYECTBeE.
B netckom Bo3pacte OXL/MIT xapakTepusytotcs npeobna-
[JaHVeM BHEeHaAMno4YeyYHNKOBOW JIOKanu3aLumm, AByCTOPOH-
HUM MOpPaXKeHNEM HAaZMOYEYHVIKOB B CJlyYae HafnoyeyHu-
koBol nokanmsaunm OXU, peunanBupyloWmnm TeyeHnem
1 MynbTMdOKaNbHOCTbIO NopaxeHus [1, 2]. B geTckom xe
Bo3pacte OXU/MIJ1 npoaBnAwTcA apTepuanbHON runep-
TeH3uel B 64-93% cnyyaes, ronoBHoW 60sbio B 39-95%,
noTnnBocTbio B 90%, cepauebueHmem B 53%, npusHakamm/
cumnTomamu macc-3doekrta. B 30% cnyuyaes 3aboneBaHune
BbIABMAETCA B BUAE C/TyYallHOro 06pa3oBaHuA Hajnoyey-
HUKOB [3].
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B omnnume ot B3pocnon nonynAauumM [OAA MOHOTEHHbIX
3aboneBaHni, Bbi3biBatowmx passutne OXL/MITT B getckom
M MONOJOM BO3pacTe, ropasfo Bbiwe (COOTBETCTBEHHO
40 n 80%) [1, 2]. Y meteir ¢ OXL/MI yawie Bcero Habnona-
I0TCA MyTaLUWM B reHax, CBA3aHHbIX C akTMBaLUen rMnoKcu-
ANHAYUMPOBAHHOTO CUTHAJIJIVHIA, B YaCTHOCTM B reHe ¢GoH
Xvnnena-finHpay (VHL), w B reHax, KOOWPYIOLWUX OfHY
u3 cybbeamHul cyKuuHataerugporeHasbl (SDH). CuHgpom
¢doH Xunnens-JlvuHgay (VHL-cuHgpom) y peteii sBnsietcs
Hanbonee yacTon reHeTnyeckon npuumHon OXLY/MIM [4].
VHL-cuHgpom passuBaeTcA BCeACTBUE WHAKTUBMPYIOLLEN
repMrHanbHOW MyTauumn B reHe-cynpeccope VHL Ha xpomo-
come 3p25.3, umeeT ayTOCOMHO-AOMMHAHTHBIN TUN Hacnego-
BaHWA 1 BbICOKYIO NMeHeTPaHTHOCTb (6onee 90%). [JaHHbIN reH
KogupyeT fBe 130¢opMbl Gefika C MONEKYNIAPHBIMI Macca-
mu 30 k[la (nonHas dpopma) n 19 klla (yKopoueHHas dopma),
UrpatoLLme BaXKHY0 poJb B perynaumm peakumm Ha rmnoKCuio
1 HeobxoauMble Ans NoAAepPKaHUsA KIIETOYHOIO roMeocTasa.
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VHL onocpepyeT uHBa3suMio M MeTacTa3svpoOBaHWe Oryxosu
nyTem perynaumm 3kcnpeccun 6enka HIFs [5, 6]. MNMprmepHo
y 20% nauueHTOB NpuUYMHON 3aboneBaHnA ABRAOTCA MyTa-
uvn do novo [7]. Cpeaun repMuHanbHbIX MyTaumin Hanbonee
pacnpocTpaHeHHbIMU ABAAIOTCA MUCCEHC-MyTaLmm (50-70%),
TOrg4a Kak HOHCEeHC-MyTauum U MyTauuy CanToB CrlaiCuHIa
BCTpeyanucb pexe [8, 9]. OcobeHHOCTbIO TeueHUs VHL-cuH-
ApoMa fABNSETCA Koppensauus reHoTun-¢geHoTumn. B yactHo-
CTV MOKAa3aHo, YTO C MUCCEHC-MYTaLMAMU CBA3aHbl Gonblune
PUCKM MeTacTaTUYeCKrX 3aboneBaHuin u 6onee arpeccuBHoe
TeueHue C ObICTPON NPOrpeccren KNMMHNYECKX NPOSBIEHNIA.

Momnmo ¢deoxpomountom, npu VHL-cuHgpome moryT
pa3BMBaTbCA  BbICOKOBACKYNAPU3NPOBAHHbIE  OMyXOJiy,
HEPO3HAOKPUHHBIE OMYXONU MOMXKENYAOUYHOW >Kenesbl,
npuaaTka AnYKa, LeHTPanbHOW HEPBHOW CUCTEMbI, FremMaH-
rmobnactoma CeTYaTKW, KapUMHOUAOHBbIA CUHIOPOM, KUCTbI
B MOYKAxX W MOMKENYAOUYHOWN >Kefese, YTto TpebyeT mynb-
TUANCUUMIIMHAPHOIO Moaxofa K AMArHOCTVKe, Habnioge-
HUIO 3a NaumeHTamu n nx Tepanuun. OXL/TIMNT pa3BuBaeTtca
B 10-25% cnyyaeB VHL-cnHapoma, yaule otmevatotcs ¢e-
OXPOMOLIMTOMBI, @ PUCK MeTAacTaTUYecKkoro 3abonesaHus
cocTtaBnAaet 3-8% [10, 11].

OMUCAHUE CNYYAA

PebeHok K. 6b1/1 BbI3BaH BpauoM — AEeTCKUM SHAOKPUHO-
norom Ans ob6ceioBaHNA B CBA3M C HANIMYMEM Y HECKOJb-
KUX UNIEHOB CeMbU GpEOXPOMOLIUTOMbI.

Y mMambl — 3710KayecTBeHHasa dpeoxpomounTomMa (agpe-
HanakToMuA cnpaBa — B 2001 rogy, cnesa — B 2015 roay).
MonekynapHoO-reHeTUYeCKas AMarHoCTUKa y Hee He Mpo-
Boaunack. Y pogHoro 6pata pebeHKa B Bo3pacTe NATW neT
npu Y3/ HagnoyeuyHMKOB guarHoctupoBaHa $heoxpomouu-
TOMa 6e3 Kaknx-nbo KNMHUYECKMX NPOABNEHNUN, B T.U. 6e3
apTepuanbHON runepTeH3nmn n Taxmkapauun. Ha KT opraHos
OPIOLLIHON NONIOCTM B NPOEKL MU 060MX HAAMOUYEYHUKOB Bbl-
ABJIEHbl MATKOTKAHHbIE 0OPA30BaHUsA, NMEILLME OKPYIYIo
bopMy C YETKMMY 11 POBHBIMM KOHTYPaMK padmepamm crpa-
Ba — 24x13,5x24,5 mm, cneBa — 23x29,5x37 MM, HEOaHO-
poaHon nnotHocTn oT +35 en.H B ueHTpe po +55 +57 eg.H
no nepudepun. B pasosoli nopuum moun ypoBeHb dpak-
LMOHMPOBAHHbIX MeTaHeppPUHOB (CBOOOAHBbIE + KOHbBIOMU-
poBaHHble) — 65 MKr/r KpeaTuHNHA, GPAKLMOHUPOBAHHbIX
HopmeTaHedpuHOB — 5980 MKr/r KpeaTuHuHa. bbina npo-
BefjleHa OwunatepanbHaa agpeHanakTomus. [Mctonoruve-
CKNe U3MEHEHA COOTBETCTBOBAN HEOXPOMOLITOME C Bbl-
COKUM MeTacTaTUYeCKUm noteHumanom (6 6annos no Lwkasne
PASS, 6 6annos no wkane GAPP). B nocnegytouiem otmeya-
NNCb OBa NTOKasNbHbIX PeuuanBa, a TakKe mMeTacTasbl B fer-
Knx. B pamkax nporpammbl «AnbdadHao» B OIbY «HMUL]
SHAOKpuHonormn» MwuH3gpasa Poccun npoBedeHO mMone-
KYNApHO-TeHeTUYeCcKkoe MCCefoBaHe, B XOA4e KOTOpPOro
B reHe VHL npu cekBeHupoBaHum no CaHrepy Obin BbisiBNEH
reTepo3nroTHolr BapuaHt ¢.355T>C p.F119L.

Y TeTm no MaTepUHCKON NUHWW paHee Takxe Obina
BbifIBIeHa ABYCTOPOHHAS $eoxpomMouuToma, no noBogy
KOTOpOW npoBefeHa OunatepanbHasa afpeHaNaKToOMuS.
MonekynapHo-reHeTUYeCcKas AuarHoCcTMka He npoBOAW-
naco. Y ee goyepu dpeoxpomouutoma Obina AUArHOCTUPO-
BaHa CJiyyalHo B Bo3pacte 11 neT Bo Bpemsa npodunak-
TUYECKOro MegocmoTpa B wkose. Bo Bpema Y3M opraHoBs
OPIOLIHON MONOCTM B MPOEKUMM MPABOrO HafMoYeyHMKa
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onpeaenanocb obpasoBaHue 0BasibHON GOPMbI C YETKAMM
POBHBIMU KOHTYpamMu >KUAKOCTHO-CONIMAHOWN CTPYKTYpbl
pasmepamn 58x30x40 MM, CONUAHbLIA KOMMOHEHT O[HO-
POAHON CTPYKTYPbl, CpefHen 3XOreHHOCTW, XUOKOCTHbIN
KOMMOHEHT B BUAE HECKONbKUX XUOKOCTHBIX BKIOUYEHUN
pa3mepamn 7-22x13 mm. Ha KT B obnactv npasoro Hag-
noyeyHrKa OOGHapy»eHo obpa3oBaHUe oBasibHOW GOpPMbI
pa3smepamu 41x28x48 mm, NNOTHOCTbIO OT +21 po +40 ea.H,
C YYaCcTKOM HenpaBuiibHON GOpPMbI, MOHVMEHHON MJIOTHO-
ctm go +10 ea.H. Kakux-nnbo KAMHMYECKMX MPOSABIIEHWNN
3aboneBaHuA, B T.U. apTepuasnbHOW MMNepTeH3nK, He 6bi1o.
B nna3me KpoBu ypoBeHb agpeHanuHa — 17 nr/mn (Hopma
18-460), HopagpeHanuHa — 20629 nr/mn (Hopma 85-1250),
podammHa — 82,6 nr/mn (Hopma 50-220), cepoTOHMHA —
26 Hr/mn (Hopma 50-220 Hr/mn). DKcKpeuus cBOOGOAHbIX
MeTaHepPUHOB C MOYOI cocTaBuna 15,24 mkr/cyT (Hopma
7,69-33,33 mKr/cyT), cBobOAHbIX HOpMeTaHepPUHOB —
2595,87 mkr/cyt (Hopma 7,91-35,18 mKr/cyT), HopagpeHa-
nuHa — 2517 mkr/cyT (Hopma 15-80 mkr/cyT), fodammuHa —
264 mkr/cyT (Hopma 65-400 mkr/cyT). B reHe VHL Takxe 6bin
BbIAIBNIEH reTepPO3nroTHbIN BapuaHT ¢.355T>C p.F119L.

Mpu obcnepoBaHnn pebeHka K. poanTtenn Kakmx-nm6o
anob Ha ero 340poBbe He NpeabasnAnu. Mpn o6beKTUB-
HOM 06cCnefoBaHUN CO CTOPOHbI BHYTPEHHWX OPraHoOB Ma-
TONOMUM He BbIABIEHO. YPOBEHb apTePMANbHOTO AABNEHMS
cocTaBun 88/54 MM pT. CT., YaCcToTa CepAeYUHbIX COKpaLleHUN
112 ypapoB B MuHyTy. OTCyTCTBOBanM CUMMTOMbI U30bITKA
KaTexoNaMVHOB B BMAe MOTIMBOCTYU, apTepuasibHOW ru-
nepTeH3un, Taxukapguy, nonuypuun. fonosy ypepxuBaeT
C nonyTopa MecsleB, CMaNT C nogaepkkon. OTcyTcTBOBana
OyYaroBasi HEBPOJOTMYECKas CUMNTOMATUKA, CMMITOMbI MO-
pa)keHUsl YeperHbiX HEePBOB, MATONOrMYecKre pedreKkchl.
B3rnag ¢oukcrpyet, y3HaeT poauTeneli U YIeHOB CEMbY, YTO
CBUAETENbCTBYET 00 OTCYTCTBMU HaPYLUEHUS 3PEHNS.

YuntbiBaa OTCYTCTBME apTepuasibHOW TrMNepTeH3nun
U Taxmkapaum y cnbca, nmeroero ¢peoxpomoLmTomy, npo-
BEEHO UCCNefoBaHNE YPOBHA MeTaHedpUHOB M HOpMe-
TaHedpPUHOB B Nna3me KpoBu, xoTa 3kcnepTbl Alliance VHL
peKoMeHAylT AenaTh 3TO MOCie LOCTMKEHWA 5-neTHero
BO3pacTa. YpoBeHb CBOOOAHOro MeTaHeppuHa B Miasme
KpoBu coctaBun 0,25 Hmonb/n (Hopma 0-0,49 Hmonb/n),
cBobogHoro HopmeTaHedprHa — 0,57 HMonb/n (Hopma
0-0,89 HMONbB/N), UTO MO3BONWUIO WCKMIOUNTE HEOXPOMO-
unToMy. KomnnekcHoe 0O6beKTUBHOE 1 N1abopaTopHO-MH-
CTpYMeHTanbHOoe 06CnefoBaHMe, HAaMpPaBIEHHOE Ha MOWCK
KOMMOHEHTOB cuHApoma ¢poH Xunnens-JluHgay, BKiovaio-
LLilee OCMOTP M1a3HOro AHa, Y3W opraHoB 6pIoLLHOM NONoCTA
1 roYyekK, He BbIABUNO KaKUX-NTMOO OTKNOHeHu. B reHe VHL
6bINn BbIABJIEH reTepO3UroTHbIN BapuaHT ¢.355T>C p.F119L.
YunTbiBasi pe3ynbTaTbhl MOMEKYNSAPHO-TEHETUYECKON Auna-
FHOCTUKW, pebeHOK OcCTaeTcsa mop HabnopeHuem n bypet
NPOXoAuTb perynsipHoe obcnegoBaHue C Lesblo BbIABIEHNA
KOMMOHEHTOB cuMHApoMa ¢oH Xunnensa-JluHaay, BKnouas
aHanM3bl KPOBU/MOYY Ha HOpMeTaHePUHbI.

OBCYXAEHUE

MpenctaBneHHoOe OMUCaHKe KIUHWYECKoro Habniope-
HNA CBUAETENbCTBYET O BO3MOXHOCTY LOKINHUYECKOW Au-
arHOCTVIKM HacnedcTBEHHbIX GOPM peoXpPOMOLIMTOM NyTeEM
NPOBEAEHUs MOJNEKYSPHO-TEHETUYECKOTO 0OCNeOBaHNA
B3POC/IbIX MALMEHTOB U YJIEHOB UX CeMel. ITO MO3BONUT
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BbIAANATL KaK pa3BuTrie $eoXpOMOLMTOMBI, TaK U APYrux
komnoHeHToB VHL-cHapoma Ha paHHel ctaguu, n3bexaTb
TEM CaMblM WX MEeTacTa3upoBaHUs W YNyylWWTb MPOrHO3
NS XKN3HU NaumeHToB [2]. Heo6XoaMmocCTb akTMBHOMO Bbl-
ABNEHNA feTeil C ceMelHbIM1 popmamu GeoxpoMoLUTOM
060CHOBBIBAETCA TEM, UTO [OCTAaTOYHO YacTO OHY ObIBAOT
6eCCMMNTOHbIMW. BbISIBNEHHBIN Yy Hallero nauuveHTa na-
TOreHHbI BapuaHT ¢.355T>C p.F119L oTHOCMTCA K MUC-
CEHC-MyTaLMsAM, KOTOpble ABASIOTCA Hanbonee vacTbiMu
N C KOTOPbIMU CBA3aHbI OOMbLUME PUCKU MeTacTaTUYeCKux
3aboneBaHnii 1 Gonee arpeccMBHOe TeuyeHue C ObICTpol
nporpeccren KNnMHMYecknx npossneHuii [4, 9]. Takum obpa-
30M, 3HaHME TUMa MyTaLMKX NO3BOJIAET HE TONIbKO BbIABMATbL
VHL-cvHapom po pa3sutmsa GeoxpoMOLMUTOMbI 1 KaKUX-1n-
60 OpYrnx KAVHWYECKNX MPOABAEHNA, HO U MPOrHO3UPO-
BaTb TeueHre GeoXPOMOLIMTOMbI 1, BO3MOXKHO, ONpeaensTb
TaKTUKY neyeHus. B uccnegosaHum Michael Reich nokasaHo,
YTO BEPOATHOCTb BO3HUKHOBEHUA Pa3/IMUYHbIX KOMMOHEH-
ToB VHL-cMHapoma yBenuumBaeTca C Bo3pacTom [12]. 1o
0060CHOBbIBAaET HEOOXOAMMOCTb MOCTOSIHHOrO HabnaeHuA
3a nayMeHTaMm MynbTUANCUUMAMHAPHON KOMaHAOM.
BapuaHT ¢.355T>C p.F119L 6bin onucaH paHee y nauu-
€HTOB C pa3nuyHbiMK NpoasneHnamu VHL-cnngpoma. Kang
C COABT. BbIABWIM [aHHYl0 MyTauuio Y MaLueHTa C OMyXo-
nbto LLHC v remaHrno6nactomon cetyaTku u 6e3 Hanuuus
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deoxpomounTomsbl [14], Toraa Kak B cepun Albattal ¢ coaBr.
JaHHaA MyTauma onvcaHa y naumeHTa ¢ AByCTOPOHHeN ¢e-
OXpOoMOoLMTOMOW 6e3 ApYrux KOMMOHEHTOB CUHApPOMa [15].
Jlnua, y kotopbix npu [JHK-aHann3e He BbIABNEHO nU3MeHe-
HWIA B reHe VHL, He HyX[atloTCsA B NOCTOAHHOM HabnoaeHnN.
InAa nporHo3mMpoBaHWA OTHOCUTENBHOIO PUCKa onpege-
NEHHbIX NPOABMIEHNA Y UYNIEHOB CEMbMW, NMEIOLWNX AaHHbIN
CYHAPOM, BblAENAT HECKONIbKO KaTeropui VHL-cnHgpoma.
OTn KaTeropuu onpepenAlTca TUMOM MyTaunn U XapakTte-
PUV3YyIOTCA BbICOKMM WM HU3KUM PUCKOM PasfiNyHbIX Npo-
ABNEHWI CMHAPOMA B 3aBMCUMMOCTM OT MyTaumn. HecmoTtps
Ha 3TO, BceM naumeHTam ¢ VHL-cnHapomMom pekomeHAayeTcA
HabslogeHWe Mo BCEM €ro BO3MOXKHbIM NMPri3HaKam, He3aBu-
cumo ot noartuna [13].

B cooTBeTCTBUM C peKOMeHZAUUsAMU  SKCNepToB
no VHL-cuHgpomy (VHL Alliance, 2020 rog) HabniogeHue
3a [eTbMU HEOOXOAUMO HauMHaTb YKe B rPyAHOM BO3pac-
Te [13]. Jluuam monogoro Bo3pacTta Tpebyetcsa odpTanbmono-
rmyeckoe obcnefoBaHue, BKIOYasA OCMOTP [1a3HOrO AHa.
VHL Alliance pekomeHgayeT «npaBuio 5-11-15»: ¢ 5 neT exe-
rofdHO ucciegoBaHMe CYTOYHOW MOYM WM aHanv3 KpoBU
Ha HopmeTaHedpVHbI 1 MeTaHebpuHbI, ¢ 11 neT cypgonoru-
yeckoe obcnepgoBaHue 1 TOMOrpadursa ronoBHONO Y CAVHHO-
ro Mo3ra Kaxnble aBa roga, ¢ 15 net — MPT 6ptoLHo nosno-
CTV Kaxkble ABa roga (Tabn. 1).

Ta6nuua 1. PekomeHgauum no akTmuBHoMy HabniogeHuio 3a naynentamu ¢ VHL-cungpomom (VHL Alliance, 2020 ropa) [13]

Bup o6cnepoBaHuA Bospacr Mpn 6epe-
(ckpuHUHT onyxoneit) [o 5 net C5ner C11 ner C15 ner C 30 ner C65ner MEHHOCTU
ExxerogHo
AHaMHe3 1 oCcmMoTp ¢1rona ExeropgHo BExerogHo  ExerogHo ExerogHo  ExerogHo  [lo 3auatuma
A vinynbc
E>xerogHo
(peoxpomontoma, 2 ner ExxeropgHo  BExerogHo ExerogHo  ExerogHo  ExerogHo  [lo 3auatumsa
naparaHrnMoma)
Kaxpgble [o 3auatus,
[na3Hoe gHoO 6-12 Kaxkgble Kaxable Kaxpgble a 3aTem
(peTnHanbHaA mecAueB 6-12 6-12 6-12 ExxeropHo  ExerogHo  Kaxpble
remaHro6nactoma) HaunHas mMecsLeB MecaueB mecaueB 6-12
clropa MecsALleB
MeTtaHedpuHbI 3aKOHUUTD
(peoxpomonmToma, ExerogHo  ExerogHo ExerogHo  ExerogpHo  o6cnepoBa- [lo 3auatuA
naparaHrnMoma) Hue
3aKoHUYUTb
MPT LIHC c/6e3 koHTpacTa Kaxkgple Kaxkgble Kaxxable
obcneposa- [lo 3auatus
(remaHrmo6nacroma UHC) 2roga 2ropa 2roga e
Ayamnorpamma (onyxosnb 3aKOHUYUTb
yAorp (onyx Kaxxgble Kaxxable Kaxxable
SHAONMMaTNYECKOrO obcnenoBsa-
2roga 2ropga 2roga
MeLLKa) Hue
MPT 6ptoLwHoM nonocTn
¢/6e3 KoHTpacTa
(MoYeyHOKNETOUHbIN
3aKoHYUTb
pak, eoxpomovnutoma/ Kaxpgpble Kaxkgpble
obcnegosa- [o 3avatus
naparaHrimombil, 2roga 2rofa e
HENPO3HOOKPUHHbIE
ONyXONW/KNCTbI
NOA>KeNyQoUHON »Kene3bl)
MPT BHYTpeHHMX
CIYXOBbIX XOA0B (OnyXonb
Y AOB (Onyx OpHokpaTHO
3HAONMMATNUYECKOTO
MeLluKa)
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REVIEW

B «PykoBogcTtee ans niogen ¢ 6onesHbio ¢oH Xunne-
na-JIuHgay, ux cemen U MeauLMHCKUX NPodeCcCUOHanoBy
VHL Alliance npn VHL-cnHppome pekoMeHAyeTCs MCnosib-
30BaTb MPT BmecTo KT, uToObl CHU3UTL ObLlee Bo3encTBre
pagviauum Ha nogen ¢ VHL-CMHOPOMOM B TeYEHME XKU3HMU.
YT06bI KOHTPONMPOBATb OCOHEHHO BaXKHblE 061ACTU rOJI0B-
HOFO M CMMHHOIO MO3ra, Hanbonee 3pHEKTUBHBIM 1 KO-
HOMUYHbLIM criocobom anAetca MPT LUHC, Bkniouas MPT
rONIOBHOMO MO3ra, WEWHOro, rPYAHOIO Y MOACHUYHOIO OT-
[1eNnoB NO3BOHOYHMKA. YTOObI UCKMIIOUMTL FeMaHrnobnacTo-
Mbl FOJTOBHOTO 1 CMIMHHOIO MO3ra, HEOH6XOANMO BbIMOJIHATD
CKaHupoBaHwue Ha annapate MPT ¢ MOLLHOCTbIO MarHUTHOTO
nona He meHee 1,5 Tn (Tecna) ¢ KOHTPACTHLIM YCUNEHMEM
unu 6e3 Hero 1 06s3aTeNbHO C TOHKUMU Cpe3amy obnactu
3agHen yepenHom Amku [13]. MNpu nposegeHmnn MPT LIHC
npeanoyYTUTENbHO UCMOJIb30BaTb MAKPOLMKIINYECKME KOH-
TPacTHble BELECTBA M KOHTPACTHbIe BELLECTBA HA OCHOBE
ragonnHua knacca ll.

MNMomrMo obulenpuHATBLIX COopa aHaMHe3a U dU3MKasb-
Horo o6cnefoBaHus, y NALMEHTOB NPOBOAATCA HEBPOJIOMU-
yeckoe 06cnefoBaHUe, CNIYXOBbIE 1 BECTUOYIOHEBPASIbHbIE
TeCTbl, OLIeHKa CMMMNTOMOB 130bITKa KaTeXONaMUHOB (FO0B-
Hble 6onu, cepauebrieHne, NOTOOTAENEHNE, TUMEePaKTUB-
HOCTb, 6€CMOKONCTBO, MONNYpPKYA, 60NN B XKUBOTE).

PacwunpeHHoe odTanbmonornyeckoe obcnenoBaHue,
BKJItoUas 0dTaIbMOCKOMKIO, C Lefibl0 UCKIIOYEHWA reMaH-
rmo61acTombl CeTYaTKM [OJKHO MPOBOAUTBLCA KaXKable
6-12 mecAueB B 3aBUCMMOCTWN OT pe3yfibrata NpoBefeH-
HOro paHee obcnefoBaHus (0cobeHHO y AeTel) n npeano-
naraemMon Heob6xoAMMOCTU MNocsiedyiolero HabnoaeHus.
Ecnn HeBO3MOXHO npoBecT nogpobHoe odTanbmonoru-
yeckoe obcnenoBaHne OObIYHBIM CMNOCOOOM, Heobxoau-
MO PacCMOTPeTb BO3MOXHOCTb 00CefoBaHNA feTer nog
HapKo3oMm. Takxe LenecoobpasHO OLEHUTb BO3MOXKHOCTb
BbIMOSIHEHMA YNbTPALINPOKOYronibHoro ¢dotorpadpuposa-
HUS 1 YNbTPALWMPOKOYrONbHOW GNI0OPEeCUEHTHON aHMo-
rpaduu, KoTopble He AOMKHbl 3aMeHATb OCMOTP OdTanb-
morsora.

Ona pguarHocTUKM ¢GeoxpomMoLUTOMbI LiefiecoobpasHo
onpepnenaTb ypoBeHb CBOOOAHbIX MeTaHePUHOB Myasmbl
B CcuJly NX Oonee BbICOKOW UyBCTBUTENIbHOCTW MO CpaBHe-
HUIO C M3MEPEHVEeM YPOBHSI MeTaHe(PUHOB B CYTOYHOU
moue [13].

MPT opraHoB 6pIOLIHON NONIOCTY HaNpaBJieHa Ha pPaH-
Hee BbIAABNEHUE KUCT M KapLMHOMbI MOYEK, CEPO3HbIX
LUUCTafEHOM 1 HEVPOIHAOKPUHHBIX OMyXONeln Nnopxeny-
nouHon xenesbl, OXU/MPI HagnoyeYHUKOB 1 BHEHaAno-
YyeyHUKoBoON Nokanmsayun. OHa MOXeT ObITb BbIMOSTHEHA
ofgHoBpeMeHHO ¢ MPT ronoBHOro mo3ra B paMmkax OgHoOro
ONWUTENbHONO HapKo3a, ocobeHHo y aeTenr. OfgHako npo-
Tokonbl MPT LHC u 6plowHoOn nonoctn cnepyet BbiNos-
HATb nocnefgoBaTenbHo. He pekomeHayeTcs oLeHUBATb
M3MeHeHNA NO3BOHOYHMKA C NoMoLblo npotokona MPT
OPIOWHON MONOCTU WU OLEHUBATb COCTOAHUE OPraHoOB
OPIOWHON MONOCTU, UCMONb3ysA pe3ynbTaTbl MPOTOKOJA
MPT UHC. Ecnu remanrno6nactomol LUHC He BbifABNEHDI,
njaHoBOe HabnoaeHe NPOAOSIKAIOT Kaxkable 2 roaa. Mpun
HanuuMu remaHrmo6bnacTom(-bl) U yBenuyeHmum ux (ee)
pa3mMepoB 1 (Mnv) NpyY HaNMYMK y NaumeHTa ConyTCTBYIO-
LWMX CUMNTOMOB CKaHUPOBaHMe cinefyeT NPOBOANTb exe-
rogHo (Mnu yaue), B 3aBMCUMOCTU OT CUTyauum (unu Ha-
npaBnATb K Henpoxupypry). Ecnn npu nepsoHayanbHOM
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CKaHMpPOBaHWUY He OOHapyXeHO MOpPaXXeHUI MoYek, Npo-
JloJKaloT nnaHoBoe HabnogeHne Kaxable 2 roaa. Ecnm
0o6HapyeHbl HebonblIMEe ONyXoNy noyek (MeHee 3 cm),
To noeTopAtT MPT Kaxpgble 3-6 mecAues 4o onpepene-
HMA cTabunbHocTU. Mocne Toro Kak ctabunbHOCTbL 6yaeT
onpefeneHa B TeyeHne Tpex nocnefoBaTeflbHbIX CKaHU-
pOBaHMN, pacCMaTPMBalOT BO3MOXXHOCTb MOBTOPHbIX UC-
cnefoBaHMM — OOVH pas Kaxkable 2 roga. Ecnm noyeyHoe
HoBOoOOpa3oBaHune 3 cMm 1 6onee, peKOMEeHAYeTCs KOH-
cynbTauma yponora. MarHMTHO-pe30HaHCHY TOMOrpa-
duI0 C BbICOKMM pa3pelueHnem (TonwmHa cpesa 1 mm) ans
nccnefoBaHMA BHYTPEHHErO CJIyXOBOro npoxoda cnegyet
npoBoauTb nocne 15 net [13].

Y nuy ctapwe 65 feT, y KOTOpbIX K 3TOMy BO3pacTy
He 6bINO BbIABNEHO HUKaKMX npossneHuin VHL-cuHapoma,
perynspHoe MeguuuHckoe n odTanbmosornyeckoe obcne-
[IOBaHUSA LenecoobpasHo NpoaomkmTb [13].

3AKNIOYEHUE

K coxaneHuio, B ONMCaHHbIX HAMMN CEMbAX HU OfHOMY
U3 B3POC/bIX NALUMEHTOB He Obina NpeasioxXeHa MONeKy-
NAPHO-TeHeTUYecKana AMArHOCTMKA, XOTA COrNAcHO Kiu-
HMYeCcKUM pekomeHaaumam Poccmuinckonm accoymauum
SHOOKPWHOMOIOB MO AMAarHOCTUKE U JieYeHUo ¢Gpeoxpo-
MoLMTOMbl/NaparaHranomel BceM naumeHtam ¢ OXL/MT
pEKOMEHAYeTCA MpOoBefeHMe reHeTuyeckoro obcnepno-
BaHusA [2]. HeobxogMmMocCcTb MONEeKynApHO-reHeTUYeCKON
ANArHOCTUKN OODBACHAETCA TeM, UTo 6ofiee TpeTu BCeX
nauneHtos ¢ OXU/MNI umeloT HacneacTBEHHbIE MyTauuuy,
ANarHOCTUPOBaHUE HacNefACTBEHHOrO CMHAPOMA y Npo-
6aHOa ABNSIETCA 3a/I0TOM CBOEBPEMEHHOW AMArHOCTUKM
N NleYeHUsa Jpyrux YseHOB CEMbM, a BbIABNEHNE FeHeTU-
yeckoro gedeKkta co3aaeT BO3MOXHOCTb UCMOMb30BaHUA
npeauMNIaHTaULMOHHON U MpPeHaTaNbHOM ANArHOCTUKM.
3aKOHHbIM NpeacTaBuUTeNIAM 06C1efoBaHHbIX HAMU AeTeln
6biNN Pa3bACHEHbI Lenn U pe3ynbTaTbl FreHEeTUYeCkoro
TECTUPOBAHUSA, BaXKHOCTb 00CNefoBaHNA BCEX MPAMbIX
POACTBEHHUKOB. Y pebeHKa C MONeKynspHO-reHeTmye-
CKM noatrBepXgeHHbiM VHL-CMHAPOMOM cOoCTaBsieH niaH
ANMTeNbHOro HabnogeHna ¢ yuetom pekomeHpaumii VHL
Alliance.

AONOJIHUTENIbHAA UHOOPMALINA

UcTtouHukn ¢puHaHcmpoBaHuA. PaboTa BbiNoOHEHa MO MHMLUMATHBE
aBTOpPOB 6e3 nprBneyYeHrs GUHAHCPOBaHN.

KoHpnuKT nHTepecoB. ABTOpbI AEKNAPUPYIOT OTCYTCTBME ABHbIX
1 MOTeHUManbHbIX KOHGIMKTOB UHTEPECOB, CBA3AHHbIX C COAep)KaHUeM
HacToALWEN CTaTbM.

YuacTme aBTOpOB. BCe aBTOPbI BHEC/N CYLLECTBEHHDbIN BKNag B NOy-
YeHve, aHanu3 1 VHTepnpeTaLnio pesysbTaToB, MOVCK U OLEHKY fAaHHbIX
NUTepaTypbl, HafMucaHue CTaTby WU BHECEHWe B PYKOMMUCb CYLLEeCTBEH-
HbIX (BaXHbIX) MPaBOK C LieNIbl0 MOBbIWEHNA Hay4YHON LIEHHOCTW CTaTbu.
Bce aBTOpbl 0f06pYnM GuHaNbHY0 BEpCuio CTaTbl nepep nybnukaumen,
BbIPA3WIN COrflacme HeCTV OTBETCTBEHHOCTb 3a BCe acneKTbl paboTbl, nog-
pasymeBaloLLyto Haanexallee nsyyeHue 1 pelleHne BoNpoCcoB, CBA3aHHbIX
C TOYHOCTbIO UK AOBPOCOBECTHOCTbLIO NOOON YacTn PaboTbl.

Cornacve mauveHTa. 3aKOHHbIV MpeAcTaBuTENb MauveHToB Ao6po-
BOJIbHO MoAnucan NHGOPMMpPOBaHHOE cornacue Ha NybanKauuio nepco-
HanbHON MeANLIMHCKON MHbOopMaummn B 06e3nuyeHHon dopme B XKypHane
«Mpo6nembl SHOOKPUHONOTUNY.
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