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AHHOTauun

OMOpUOoHarnbHbIE OMyxonuM B CTPYKType OMyXxornen LEeTCKOro Bo3pacTa COCTaBMST MX
Gonblwylo  4acTb, yto  obycnoBnuMBaeT  UenecoobpasHOCTb  U3yYeHUs nx
3THMonaToreHeTU4YeCcknx 0CobeHHOCTEN, pa3paboTkM HOBbIX METOAOB pPaHHEN ANArHOCTUKU
n acppekTnBHoro neyenns. Camonm pacrnpocTpaHEHHOW U3 HUX ABNsieTCcA HedppobnacToma.
B cTtaTbe paccMOTpeHbl OCHOBHbIE aCMNeKTbl COBPEMEHHbIX NpeacTaBneHn o6 aTnonorum
N naTtoreHese, KINNUHUKO-MOPMOSIOrMYECKMX U OMarHOCTUYECKUX MNpU3HaKax, evyeHun
HedpobnacTomsbl.

KnioueBble cnoBa: Hedpobnactoma, onyxonb Bunbmca, mMmyTtauusi, HacneacTBEHHble
CUHOPOMBI.

Hedpobnactoma (onyxonb Bunbmca, HB) — ato Hambonee 4acTto BCTpevaemas
nepBuYHasa OMNyxosflb NOYeKk AeTckoro Bo3pacta. CornacHo CTaTUCTUYECKUMM OaHHbIM Ha
onyxonb Bunbmca npuxogutca ot 5 go 7 cniydyaeB Ha 1 MUINNNOH LeTen B Bo3pacTe oT 1
Ao 14 neTt n KasyucTuyeckne crnyyaum cpenu B3pOCHOro HaceneHusi, a cpeam Bcex
3510Ka4YeCTBEHHbIX HOBOOOpa3oBaHuin — 0o 6-7 %.

HBE peako BcTpeyaeTtca y geten 4o 6 mecsaues v nocne 7 net, nuk 3abonesaemocTu
npuxoantcsa 2-3 roga. B Poccuinickon depepaumm  ypoBeHb 3aboneBaemMocTu
HedpobnacTtomon gocturaet 8% u 6onee. B gaHHbIN MOMeHT HedhpobnacToma 3aHMMmaeT
4-e MeCTO cpeau 3MoKayeCTBEHHbIX OMNyxoren OeTCKOro Bo3pacTa, ycTynas capkomawm,
nerikosam, a Takxke onyxonam LIHC. lNokasaTtenu 3aboneeBaemMocTn y AeTen XXEHCKOro u
MY)XXCKOro nona dakTnyeckm paBHbl. HeyTewmntenbHbiM (pakToM ¢aBRseTcs TO, 4TO
npumepHo y 20-25 % geten ¢ HedopobnacToMon Ha MOMEHT OKOHYaTESTbHON NMOCTAaHOBKM
AanarHo3a BbisiBnsieTca yxke 4 cragus. [daHHbin  ¢akT ob6bACHAETCs CTepTbiMn
KNMUHUYECKUMWN  MPOSIBIIEHUSIMU, WUFHOPUPOBAHUEM MNOSBASKOWMIACA CUMNTOMATUKN U
HEeCBOEBPEMEHHON anarHocTtukon [1,2].

3a nocrnegHue gecatuneTust 6ouM JOCTUTHYThI 3HAYUTENbHbIE YCNEXU B U3YYEHUU
aTnonormm passutus Heppobnactombl. bbino BbiABNEHO, 4TO passutne HBE cBszaHo C
HapyLeHMs MM 3MOpUOreHesa MNOYKWU, a KryeBas pofib MPUHAANEXUT TFeHeTUYEeCKUM
HapyweHusm. Passutne HB npoucxooant cornacHo  ABYXCTyneH4YyaTton Teopuu
KaHueporeHesa [3]. HauyanbHble namMeHeHusa (MyTaumsi) NPOUCXOOAT B NOSIOBOW KIeTKe U
nepegatTca M3 MOKONEHUA B MOKOMeHWe — BCe KMeTKM opraHuama OyayT HecTu 3Ty
MyTauuio (nepsasi ctyneHb). Mytauus anbTepHaTUBHOIO reHa B rOMOSIOMMYHOWN, HO YXe
COMaTMYEeCKOM KrneTKe TKaHW, NpuBeneT K nepexony reHa u3 retepo3nuroTHOro COCTOSHUS B
roMO3UroTHoe  (BTopasi  CTyneHb), 4TO OygeT 4aBNATbCA  BaXHOW  NPUYUHON
3110Ka4YeCTBEHHOro rnepepoxaeHus knetok. [loTepa reTtepo3vMroTHOCTW, MNPUBOAUT K
AeakTuBauum TKaHecneumuyHOro onyxonieBoro reHa-cynpeccopa, 310 byget Havanom
MHMLMaLMN ManurHn3aummn KneTku [4].

Hedpobnactoma  MoxeT  OblTb  npeacTaBrieHa  Kak — CamMoCToATeNbHOe
nguonatnyeckoe 3abonesaHwe, MOXeET MMEeTb HacneACTBEHHOE W HeHacrneacTBEHHOEe
NPOUCXOXAEHNE, a Takke MOXeT OblTb accouumpoBaHa C HacnegCcTBEHHbIMU
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cnHgpomMamu. HacneactBeHHO AeTepMUHUPOBaHHLIM BapuaHT HB BCTpevaeTcs npuMepHO
B 40% cny4aes, B 60MbLUMHCTBE Crny4YaeB Takne MmyTauumu, Bo3HukaoT de novo [3].

CemeriHble BapuaHTbl HB BCTpevaloTCA OYeHb peako M Mo AaHHbIM  PasfiUYHbIX
MCTOYHMKOB cocTaBnsawT no 3%.[5] B page cnyyaee HB accouumpoBaHa c
HacrneacTBEHHbIMM  CMHAPOMaMK, Haubonee 4acTo BCTpeYaemble HacneacTBEHHbIE
CUHOPOMBI, cBA3aHHble ¢ HBb, ato cuHgpom WAGR, cuHgpom BuHaoemaHa-beksuTta,
cnHgpom [enuc-[pawa. MN3ydyeHne AaHHbIX HacneACTBEHHbIX CUHAPOMOB MO3BOSUSO
cchopmmpoBate rpynnbl  pucka. WAGR cuHgpom BknodaeT B cebsa  cneaywowme
HapylweHus: aHnpuansa, npuyem B codetaHun ¢ HB, kak npaBuno, OBYXCTOPOHHAS U
nonHasa, MOPOKM pPa3BUTUS MOYErNONOBOM CUCTEMbl, YMCTBEHHas OTCTanocTtb W Ap.
LintoreHeTnyeckoe wuccnegoBaHne 60MbHbIX BbISBUNIO YacTyld WHTEPCTULMATbHYHO
Aeneumto KopoTkoro nneda 11 xpomocombl ¢ yTpaTon cermeHTta 11p12-p13. dparmeHT,
noaseprawowmncs geneumm npu gaHHOM cuHgpome, npeacrtaenseT cobon onpegeneHHoe
KONMYECTBO CLEMNSIEHHbLIX MEHOB, BKOYawoLwWwmnx reH-cynpeccop HB (WT1), a Takke reH
anmpuaun  (PAX6). Pwuck passutma HB npum  pgaHHOM  cuHOpome  cocTaBnsieT
npnénmnantensHo 30-32% [6-8].

Cungpom [eHuc-[pawl xapaktepusyeTca BpPOXAEHHOW HedponaTtnen, KoTopas
BMOCNEeACTBUM NpuBeAeT K NOYeYHOW HeAOoCTaTOYHOCTU, a TakKe WHTepceKcyarnbHbIM
pasBUTUEM MOSIOBbLIX OPraHoB (B YacCTHOCTM, Y JUL, >KEHCKOro nosia npesanupytoT
aHoOManun BHYTPEHHWUX MOMOBbIX OPraHoB, Toraa Kak HapyXHble abCconoTHO HOPMarnbHbI).
Mpn paHHOM cuMHOPOME UMTOreHeTU4eckoe uccrnefoBaHMe BbISBUO  TOYEYHYHO
HeraTUBHYK AOMUHAHTHYIO MyTauuto reHa WT-1 [9].

Cungpom  BuHgoemaHna-bekBuTa  KNUMHUMYECKM — NPOSBASIETCA  MaKpPOCOMUEWN,
BUCLiepoOMeEranuen, Makporrnoccuen, remmrmneptpoduen, Kucrtamm B MO3FOBOM Crioe
HaONOYEeYHNKOB, SMOPUOHanNbHBIMKU onyxonamu, B ToM yucne n HB. LiuToreHeTnyeckoe
nccnegoBaHve BbISIBUSNO NOTEPIO reTepo3UroTHOCTM B He3aBUCMMOM OT reHa WT-1 nokyce
xpomocoMbl 11p15, 4TO NO3BONUIIO NPEANOSIOXUTL CYLLLECTBOBAHNE B FEHOME €eLLE OQHOro
reHa-cynpeccopa HB, mapkupyemoro kak reH WT-2. Kpome TOro, y ©O0nbHbIX CO
cnopaguyeckumn crnyyasiMM [aHHOro CUHAPOMA BbISBASETCA NOTEPS MaTepPUHCKUX
annenenw B CoYeTaHMM C OTUOBCKOWM aucomuen. [NaHHbIM  PaKT, HECOMHEHHO,
noagTeepxaaeT poSfib FTEHOMHOro MMNpuHTMHra B reHe3e HB. B ero ocHoBe nexat
cneumdudeckne n3MeHeHus, npoucxogdlime BO BpeMs (OPMUPOBAHUS XKEHCKUX U
MY>XCKUX FameT, Npu KOTOpbIX [Ba FOMOSOMMYHbIX yyacTka OyayT HacnegoBaTbCs OT
ogHoro poautend. CyulecTByeT rMnoTtesa, YTO reHetmdeckas MyTaumst M MMMOPUHTUHTL
ABNAOTCA 3KBMBaneHTaMmu. Micxoaa M3 OaHHOW rMnoTesbl, UMNPUHTUHT MOXET SIBNATbCA
HOBbIM 1 BECbMa 3Ha4YMMbIM MeXaHM3MoM B npouecce pa3sutnsa Hb.

Takum obpasom, Hb Hepeako BcTpeyaeTcsa y AeTeit ¢ BpOXOAEHHbBIMU aHOManMsMm
pa3sutus. K HactoswemMy BpEMEHW MOMEKYNSPHO-TEHETUYECKU MEXaHU3M pPa3BUTUS
onyxonu Bunbmca [0 KOHUA HesiCeH, OAHAKO C YBEPEHHOCTbK MOXHO FOBOPUTb, YTO
ONyXOflb reHeTUYECKM U ATUONOrMYECKM reteporeHHa [10].

Ha pgaHHbIn MOMEHT Haubornee pacrnpoCTpaHEeHHOM Kraccudumkaumen aBnaeTcs
MexagyHapogHaa cuctema PTNM, ycosepleHcTBoBaHHas B 1993 r., yuuTbiBatoLias
KNUHUYecKne, paguonornyeckne n rmcTonormdeckne gaHHble, 4To no3sonsieT 6onee TOYHO
NpOrHo3MpoBaTh Te4YeHne 1 ucxop 3abonesanuns [11].

O6blvHO HB onpepgensietca npu nanbnauMm unuv Busyanu3aumm Kak obbemHoe
nartonornyeckoe HoBoobpasoBaHue B BptowHon nonoctn. Onyxone Bunbmca anutensHO
npoTtekaeT GeccumnTomMHO. Tonbko B 20% cnyydyaeB pernctpupytotcs 6onm B XuoTe,
MUKporemaTypus nposiBnseTrca B 25 % cnydaeB, makporemaTypus meHee yem B 10%
cny4yaes, runepTeH3us npmbnuantensHo B 25% cny4yaes.

[AnarHoCcTnka ocHoBaHa Ha BbISBMIEHUN TUMWYHbBIX NPU3HAKOB M UCKMOYEHUSA OpYrux
3abonesaHun. [OuddepeHumanbHyo OUarHOCTUKY MPOBOAAT C PasfiMyHbIMKU NOpoKamMu



pasBUTUA MOYEK, HEMPOreHHbIMW N APYrMMU ONyXOnsiMu 3abprOLLUMHHOMO MPOCTPaHCTBA,
ONyXosiaMN NeYeHun.

Begywum  mMeTogomM  TOYHOW  AguarHoctukm  Hedpobnactombl  OcTaeTca
Mopdponoruyeckoe uccregoBaHue.

NmcTtonornyeckne  ctpoeHne HB  BecbMa  nonmmopdoHO, npesanupyoT
MHOIOKOMMOHEHTHble hopMbl. Hanbornee yacto BCTpeyaeMbiMM KOMMOHEHTaMU SBIISIOTCA
GnactemHble KNeTkn W Hu3koaudepeHuMpoBaHHble TyOynsapHble CTPYKTypbl. B
OCHOBHOM OMyXO0Sib MOCTPOEHa M3 CONMUAHbLIX rHe3 6nacteMHbiX KneTok (6racTemHbln
BapuaHT) U1 U3 KaHanbLEBbIX CTPYKTYp (SnMTenuanbHbii BApuaHT), HO B BOMbLUMHCTBE
Onyxonen BCTpeyaeTcs CMellaHHoe OnactemMHo-anutenuanbHoe cTpoeHne. CTpoma
npeacraBneHa NPUMMUTUBHBLIMU KOMJSlareHoBbIMMU BOSIOKHaMK n cumbpobnactamu. Takke
cnegyeT OTMETUTb, YTO HapsAAy C KaHanbLEBbIMU CTPYKTypamMu 1 6nacteMHbIMU KneTkamum
NPUCYTCTBYIOT  XMPOBbLIE  KIMETKW, 3feMeHTbl nonepeyHonoriocaton W  rnagkou
MyCKynaTypbl, peako, XpsweBad W KOCTHas  TKaHW, TaHMMNO3Hble  KNeTKW.
MeseHxumarnbHbIi 1 CTpOMasnbHbIA  BapuaHTbl  ONyXOnuM npoTekawT Haunbonee
GnaronpuaTtHo. PeakMmn  HeknaccudeckMmmn  pasHOBUMAHOCTAMU  onyxonu Bunbmca,
ABnalTCA  pabgomMuomatosHas M capkoMmaTto3Haa  opmbl. B cTpykType
pabgommomaTo3Hon HB npeBanupyloT nonepeyvyHononocatble  MbIWEYHbIE  KIETKM,
KOTopble SABNAIOTCSA aHanoramym eTanbHOM CKeneTHoM Myckynatypbl. Mexagy Humu
onpeaensaTcs BKpanmneHus bunbpo3sHom TKaHW, XUPOBbIX KNeToK,
HeguddepeHUNpPOBaHHbIX BnacTeMHbIX KeTok. Takke BCTpedalTcss TybOynspHble
CTPYKTypbl. OTa ¢opma HB B GOnblUMHCTBE CrydYaeB OBYCTOPOHHSAS U OTHOCUTENbHO
peoko MeTacTtasupyet B Apyrve opraHbl. CapkomaTtosHass dopma HbB, cnocobra
pocturate 60nbLINX pa3mepoB, BO MHOMOM MNpeBbiwas maccy noyku. I'mcronornveckm Hb
B JAHHOM Crlydae COCTOUT M3 KINEeTOK CapKOMaTO3HOW NpuMpoabl, MMEKLMX OBarbHY Un
nonuroHansHyo opmy. N3peaka mexay HAMU NPUCYTCTBYIOT KaHarbLeBble CTPYKTYpbI.
OcTaeTca OTKpbITbBIM BOMPOC, ABNANTCA NM  TyOynspHble CTPYKTYpbl OMyXOfieBbIM
KOMMOHEHTOM WIN Xe npeawecTBeHHUKaMu HedpoHa. [lpu gaHHOM dhopme onyxonw,
MeTacTa3MpoBaHWe 4YacTo NPoOUCXoaunT B KOCTU [12].

B kayectBe [OMONHUTESNbHBLIX OMArHOCTUYECKUX npouedyp C uernblo nepBUYHOrO
BbISIBEHNA W oOnpefenieHns craguu  pasBUTUS MNPUMEHSIIOT  UMHCTPYMEHTanbHble WU
nabopaTtopHbie MeToabl.

CpeouM  MHCTpPyYMeHTanbHbIX MeTOOOB  cregyeT OTMeTUTb  YNbTpa3ByKOBOE
nccnegoBaHne  opraHoB  OplOWHOM  NOMOCTM M 3abpIOLLMHHONO  MPOCTPAHCTBA,
KOMMbIOTEPHYO  TOMOrpacuio  opraHoB  OplOWIHOM  NMOMAOCTM M 3aBpHOLMHHOINO
NPOCTpPaHCTBa C KOHTPaCTUPOBaHMEM, MarHUTHO-pPe3OHacCHyt TomMmorpaduio OGproLIHON
NosIoCTM U 3abpHOLWMHHOIO MPOCTPaAHCTBA C KOHTPACTHbIM ycurieHnem u 6e3 Hero,
peHoCUMHTUrpaduio, aHrnorpadumio.

JTabopaTopHble MeToAbl, NOMoratwLwmne B NOCTAaHOBKE AMarHo3a, BKMOYalT oOLwmin
aHanu3 KpoBWM W MOYKM, OMOXMMUYECKMA aHanu3 KpoBW, ONpeaeneHne YpOBHS
KaTexonamMmHOB KPOBU U MOYMN.

Ona nedenns HB NpuUMeHSAIOT KOMMNMEKCHbIM noaxon. TepaneBTudeckad cxema
npegnonaraeT coyeTaHue XuMuoTepanuu, TYMOPHedPOYPETEPIKTOMUM U  JTy4EeBOW
Tepanuu cornacHo npotokony SIOP 2001.

[Mpn BbINOSIHEHUM CBOEBPEMEHHOM NporpamMmHon Tepanuu, nporHo3 HB asndaeTcs
GnaronpuaTHbIM. HECOMHEHHO, OH 3aBMCUT OT CTaguu 3aboneBaHna N rMMCTONOrMYECKOro
BapuaHTa, HO HEe3aBMCUMO OT MPOrHOCTMYECKUX (PaKTOPOB MATUMETHAS BbIKMBAEMOCTb
coctaBnsieT okoso 90 % [13].
3akntoyeHue. 3a nocnegHne OecaTuneTus YactoTa BbISBNIEHUS OETCKOW OHKOMATOMorm
Bblpocna B pa3bl. B CTpykType OHkO3aboneBaHUM OETCKOro Bo3pacrta Ha NepBbIX MecTax
NpoLOSKaKT OCTaBaTbCs [AU30OHTOreHeTnyeckne HosoobpasoBaHusa. Hedpobnactoma
MMeeT CTepTylo HecneuuduUyeckyo KITMHUYECKYIO KapTUHY, YTO 3a4acTylo MpuUBOAUT K



no3gHen  AMarHOCTUKE,  HECBOEBPEMEHHOMY  FIeYEeHW0 U, Kak  CneacTBue,
HeGnaronpusiTHOMy nporHody. Bmecte c Tem, onyxonb UMeEET BeCbMa XapaKTepHYH
TMCTONOTMYECKYID CTPYKTYPY, YTO MNO3BOMSET C BbICOKOW BEPOSTHOCTbIO YCTaHOBUTb
NpaBWmbHbIA  OAMarHo3 npu BbINONHEHUW 6Guoncun. BoOT noyemy 3HaHWE KITMHMKO-
Mopdonormyecknx ocobeHHocTen onyxonu BunbMca M HACTOPOXEHHOCTb Bpayen-
neguaTpoB B OTHOLWEHWM [aHHOW naTosiorMm MOryT CcrnocobcTBOBaTb FPamMoOTHOMY
HasHa4YeHW0 OMArHOCTUYECKUX UM TepaneBTUYECKUX MpoLeayp, a 3HAYUT U CHUKEHWUIO
CMepTHOCTU Npu HedpobnacTome.
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