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Pe3tome. Heiipoubpomatos 1 Tuma — HacinencTBeHHOE 3a00J1eBaHNe, BCTPEYAIOIIEECS C YaCTOTOM
1:3000 uenosek. IlepBrie U OCHOBHBIE MPOSBICHUS 3a00JIEBAHUS: TMIEPIUTMEHTUPOBAHHbBIE IISITHA IO
TUIy “Kode ¢ MosokoM”, y3enku Jluia B pagyxke ria3, HelpopuOpombl, pa3BUBAOIIMECS U3 000I0UEK
HEpPBHBIX OKOHYaHMM. OCHOBHBIE OCJIOXKHEHMS: CHABIMBAHUE TpUIICKAIIMX TKaHEH; oOpa3oBaHUe
00JBIITUX HEUPOHUOPOM; 03JI0KAUYECTBIICHUE

KuroueBnble caoBa: HeiipogubpomaTos, HACIEICTBEHHAS ATOJOTHS, MAJIUTHU3ALIHS

Resume. Neurofibromatosis type 1 is a hereditary disease that occurs with a frequency of 1:3000
people. The first and main manifestations of disease: hyperpigmented spots on the signs of "coffee with
milk", Lisch nodules in the iris, neurofibromas that develop from the sheaths of nerve endings. Main
complications: compression of adjacent tissues; the formation of large neurofibromas; malignancy.

Keywords: neurofibromatosis, hereditary pathology, malignancy.

AxrtyanabHocTh. Helipogpubpomaros 1-ro tuna (H®-1) — ayrocoMHO-IOMUHAHTHOE
HaclieJICTBeHHOe 3a0oseBaHue, BcTpevaromieecss ¢ yactorodt 1:3000 wacenenust [5],
MEHETPAHTHOCTh 3a00JieBaHUsA K S5-TU JeTHeMy Bo3pacty aocturaetr 100 mpoIieHTOB.
XapakTepusyeTcs MOPaKEHUEM TMPOU3BOJHBIX SKTOAEPMbI: KOXXH, HEPBHOW CHUCTEMBI,
CEeTYaTKU W APYrux OpraHoB [7]. bone3Hb BO3HMKAeT B peE3yJIbTaTe TE€TEPO3UTOTHOU
myTaruu reHa NF1, nokanmuzoBanHoro Ha 17q11.2. I'en NF1 xapakrepuzyercst 00JbIMMu
pasmepamu (280 T.m.0.). Heitpodhubpomun (Nfl) — mpomykr NF1 — moBcemecTHO
AKCTIPECCUPYIOMHICS 0eoK, cocTosmmii n3 2808 aMHUHOKHUCIOTHBIX OCTaTKOB. CKOPOCTH
BO3HUKHOBEHHUSI MYTAllMil B ATOM T'€HE Ha JIBa MOPSIKA BHIIIE, YEM B APYrUX JIOKYyCaX.
[Tpumepro 50% cnydaeB 3a00JeBaHUS Pa3BUBAIOTCS B pe3ynbTaTe MyTanuid de novo.
Oxkosio monoBuHbl MyTainui B reHe NF1 mpeAcTaBisiOT MyTalMu CailTOB CIUIAiCUHTA.
[lepeuniciieHHble  BbIIE OCOOCHHOCTHM TEHA, a TakKKe UPE3BBIYAfHO  BBICOKAS
MHOTO()YHKITMOHAJILHOCTh €r0 MPOAYKTa MOTYT OBITh OJHOM W3 MPHUYUH €r0 BBICOKOU
MyTa0eIbpHOCTH [2].

[IposiBnenusimu  HelipopuOpoMaTo3a SBISETCS pa3BUTHE MHOXKECTBA OIyXOJei,
UMEIONUX JOOpOKaYeCTBEHHYIO TMpupoay (Helpodubpom), THUNEPHIUTMEHTHPOBAHHBIX
MATEH Ha KoXke (11BeTa “Kode ¢ MookoM™) U paayxke (y3zenku Jluma) [1].
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['uneprnurMeHTHpPOBaHHbBIC TISITHA HAa KOXKE IBETa “KOo(e ¢ MOJIOKOM™ — 3TO MEPBbII
npu3HaK 00JIe3HH, BCTpeyaromumiics B 95% citydyaeB; y 0OObIUHOTO HacelIeHUs TaKue MsTHA
NOSIBJSIOTCS B 3aBUCUMOCTHU OT poroTuna: ot 0,3% no 15%. JlanHbie nsTHA XapaKTEepPHbI
Uil psga apyrux 3a0osieBaHuiM, CBsi3aHHBIX ¢ RAS-mytanusmu, peryaupyromumu
KJeTouHoe fenenne. OHU MOABIAIOTCS HAa (POHE pocTa MPOAYKIIMUA MEJaHUHA U HAJU4Us B
KOXK€ TUTaHTCKUX MEJAHOCOM. Y TMalMeHTOB ¢ HelpodudOpomarozom | Tuma wymcio
MEJIAHOIMTOB yBEJIMYUBAETCS Oojieeé 3HAYUTEIBHO IO CPaBHEHUIO C JIPYTUMH
3a0osieBaHusAMU. J[pyruMu 3a00JeBaHUSIMU, 7151 KOTOPBIX XapaKTEPHO 00pa30BaHUE TAKUX
MATEH, SBIAIOTCS: cuHApoM Onbpaiita-llltepaOepra (mMpexaeBpeMEHHOE IOJIOBOE
CO3peBaHHME C OcTeoaucIuiasueit); Oone3np bypHeBwuis-Ilpunrna (TyOepKyne3HbIN
ckiepo3); aHemMuss ~DaHKOHM  (IeMaTOJIOTMYECKWE  HApYyLIEHUST U OIYyXOJIU).
[IsaTHa Ha panyxke (y3enku Jluima) BcTpeyaroTes: pakTHUECKH y Beex mauueHToB ¢ HO-1,
crapuie 20 ner. OHM NpeACTaBIAIOT HEOOJbIINE OefecoBaThlie MATHA (TaMapTOMbl) Ha
panyxke ria3a. Y3enku Jluima He BHUAHBI HEBOOPYKEHHBIM B3IVISIIOM, HEOOXOAMMO
odTanbpMosIOTHYECKOE 00CIE0BaHNE.

Heiipodubpombl pa3BuBaroTCcsi U3 000JI0UEK HEPBOB M COCTOAT U3 COBOKYITHOCTH
KJIETOK - UIBAaHHOBCKHUX, ()UOpOOIAacTOB, HEPBHBIX M TYYHbIX KJIE€TOK. OHM MOTYT
pa3BUBATbCA B JIOOOM MECTE IO XOAy Hepu(epHuecKUX HEPBOB. BOJBIIMHCTBO M3 HUX
MOSIBISIETCS B MOJAPOCTKOBOM Bo3pacrte. Ilnexkcudopmubie HeiipoduOpoMbl MOTYT
JOCTUraTh TUTAHTCKUX Pa3MEPOB U, TEM CaMbIM, U3MEHSTh BHEIIHOCTH MALIMEHTOB [6], a
TaKKe MMEET MECTO MaJUTHU3aluu 3TuX oOpazoBanuil [4]. OHM yamie oOpa3yroTcs B
JETCTBE, MOTYT BO3HHMKaTh B JO00M uactu Tema. YacTtora BCTpPEUAEMOCTH TaKHX
obpazoBanuii y mojaeit ¢ HO-1 okosno 30%. OHu BbI3BIBAIOT Je(DEKTHI KaK KOCMETUYECKOTO
maHa (runepTpoduio KoK, TUIIEPIUTMEHTAIINIO), TAK U MOTYT C/IAaBJIMBaTh BHYTPCHHHE
Oprasbl Teja U COCYJIOB, YTO MOKET HapyUIUTh UX HOpMajbHOE (YHKIIMOHHPOBAHUE, A
MOXKET TpoTekarh OeccumnToMHO. Hamuume HelpopuOpOMBI MOXKET COINPOBOXKIATHCS
0OJIC3HEHHBIMU ~ OINYIIICHUSMH, a TIOCTOsIHHAs ©0o0Jb B 00JacTh IUICKCH(POPMHOM
HEeHpOPUOPOMBI MOXKET YKa3bIBATh Ha 3JI0KAYECTBEHHOE COCTOSIHHE OIyXOJH [3].

[Ipu mocranoBke aunarHo3a H®-1 pexoMeHayeTcs UCHO0JIb30BaTh JUArHOCTUYECKUE
KpUTEPUH, PEKOMEHJOBaHHbIE  MEXIYHapOJAHBIM  KOMUTETOM  3KCHEPTOB IO
HelipoguOpomaTo3y [8]: HanmuuuMe miecTH WM Oosiee MATEH ILBeTa KOope C MOJIOKOM
pa3MepoM MHUHUMYM 15 MM y B3pOCIIBIX U 5 MM Yy JIeTeH; Be uiau Oojee HeHpopuOpoMbl
mo0oro Tuma Wi XoTs Obl oAHa IUieKcudopmHas HelpoduOpoma; BECHYIIKH B
MOJAMBIIIEYHOW WM TMaxOBOM 00JIacTH; TJIMOMa 3pUTENBHOTO HEpBA; JBa WM Ooiiee
KpPOIIIEYHBIX KEJITO-KOPUYHEBBIX Yy3eNKOB Jlumia; pa3nuyHble KOCTHBIE MOPAKEHUS;
POACTBEHHHUK I1epBOM cTeneHu poactsa ¢ HO-I o BeienepeuncieHHsIM Kpurepusm. 1pu
HAJIMYUU Y OOJIbHOTO HE MEHee 2 M3 HIKEYKa3aHHBIX MPHU3HAKOB, MOXKHO MPEATIONIO0KHUTh
3a00JieBaHuE.

Hean: IPOAHATIM3UPOBATH ATUONATOrE€HETUYECKUE 0COOEHHOCTH
HelpogubpomMaTo3a y MareHToOB, a TAKXKE MPOOJIEMbI TUAaTHOCTUKH U JICYECHUS Ha TIPUMEPE
KJIIMHAYECKHUX CITy4acs.

Marepuajsbl 1 MeToabl. [IpoBeneH peTPOCIEKTUBHBIA aHAIN3 TPEX MEIULMHCKHAX
kapT manueHToB ¢ 1938 no 2004 rr. poxaenus, HaOmomaBmuxcs B Y3 «MwuHckui
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TOPOJICKOM KJIIMHMYECKHM OHKOJOTMYECKU UEHTp». B JaHHOe uccinegoBaHue ObLIA
BKJIFOUEHBl TAIMEHThl C JWMarHo3oMm HeipodpuOpomaro3 1 Tuma, ¢ pa3IUYHBIMU
JoKaNu3aluuMaMu  omyxosie. Bcem mammeHTam  mpoBoAWSIach  MYJIbTHCHHUpAlibHAs
koMmmbloTepHass tomorpaduss (MCKT) mns BeisiBienuss HeilpoduOpom. Pe3ynbrarhbl
CPaBHMBAJIMCh C THUIHYHBIM PACIOJIOKEHHEM JO0OPOKAYECTBEHHBIX OMYXOJel mpH
HelipopubpomaTto3e. Bce wuccrmeqoBaHUS  BBIMOTHEHBI C  COONIOACHUEM  MPABHII
OMOMEINIIMHCKOW OSTUKU (COXpaHEHHE BpayeOHON TailHBI W KOH(UIECHIIUAIBHOCTD
uH(pOpMaInN).

Pesyabrarel u ux oOcyxkaenue. [lanment A, 1938 r. poxaeHus, TUIUYHOE
pacnojoxeHne HeHpopuOpoM B MOJIKOXKHO- KHUPOBOM KIIETYATKE, pa3Mephl Y3€IKOB HE
npeBbimaoT 1 cM. [IpusHakoB cnaBieHus opraHoB HeT. OOHapy»KeHa OIyXOJb MPaBOTo
JOKTEBOrO0 cycTaBa B paMmKax HeilopodpuOpomaTo3a, C O3J0KAYECTBIECHUEM B
XoHApocapkomy (puc. 1).

v \
{ P
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Puc. 1 — Xongpocapkoma B pawikax Helpodubpomarosa

[Tanuent B, 1967 ropa poxnenusi, o0OHapy>KeHbl MHOYKECTBEHHBIE IMOIKOKHBIC OUarH
MATKOTKAaHHOW TJIOTHOCTU 70 1,2 ¢cM. MHOroy3ioBoe THIIOJCHCUBHOE OOpa3oBaHUE C
HEpPOBHBIM KOHTYpPOM M HEpPAaBHOMEPHBIM HAKOIJIECHHUEM KOHTpacTa B Ipolecce
HCCIIeIOBaHUsT OOHAPY>KEHO B 3aJIHEM IIEMHOM MPOCTpPaHCTBE ciieBa Ha ypoBHe C4-C7,
obOmumu pazmepamu 3,6x3,4x6,7 cM. (puc. 2), UCXOASIIEE U3 MEKITO3BOHOYHOTO OTBEPCTHUS
C4-C5, pacummpenHoro B nuamerpe. OOpa3oBaHUE OTTECHSET SIPEMHYIO BEHY M COHHYIO
apTepUIO KIIepEIu U pa3BUraeT NMpuiiexkaiiyie Mulibl. [I[pu3HakoB HapylieHUs QyHKIHMA
HET.

1571



YK 61:615.1(06) Axmyanvhvie npobnemvl cospementou meduyunvl u papmayuu-2023
BBK 52.82 BI'MY, Munck (19.04 — 20.04)
A43

ISBN 978-985-21-1398-4

[Taruent C, 2004 roaa poxaenus. {uarno3: H® 1, cMemaHHblid, MHOKECTBEHHBIC
00pa3oBaHuUs 110 BCEMY TeIIy, COCTOSIHUE Mocie 2 onepaTUBHBIX JieueHui (2016 — oTKkpbITas
Ouoricus napasepTeOpanabHOi omyxonu; 2018 — oTKpbITas OUONCHUs, YIaJICHUE OMyXOJU
MOJIKOJICHHOM obOsactu crnpasa). Ha ¢one nmpuema mpenapara “VmaTtunHu®” oTmedeHa
crabunuzanusi  npouecca. ComyTcTBylollas —mNarojorusi:  beakoBo-3HepreTuyeckas
HenocTtaTouHOCTh 1 1., UMT 14,8, HU3KOpOCIOCTh CMEIIAaHHOTO TeHe3a. [ mnoronaausm
Ha (OHE XPOHUIECKON COMATHICKCOM MAaTOIOTHH (TIPOBOIMIMCH HHBEKITUU TECTOCTEPOHA).
KucTbl IATOBUIHOM KETE3bI, 3YTUPEO3.

KT-kapTriHa MHOXECTBEHHBIX OIyXOJIEBBIX OOpa30BaHMII BO BCEX YacTIX Teja, a
Takke, B TIOJKOXHO-)KUPOBOM KJIETUYATKE, UTO BBI3BIBACT BHENIHUE JIC(EKTHI,
OTpa)aroluecs Ha TCUXOJIOTMYECKOM COCTOSIHMM manueHTta. Haumbomnbiine pa3zmepsl
HelpoguOpoM ObLIIM OOHAPYKEHBI: B 00JACTH TPYIHON KIETKH (mapaBepTeOpaibHO 10 5
CM.); B IOSICHUYHBIX MBIIIIAX (10 6 CM.); 10 X01y MOAB3IOIIHBIX MbITIII (10 6,8 cM). Kpome
TOTO, BBISIBJIEHA KOMIIPECCHS SMUIYPATILHOTO MEIIIKA U CIIMHHOTO Mo3ra Ha ypoBHe C2-C3,
M3-32 MATOJOTUYECKOro OoOpa3oBaHHUs B MEKIIO3BOHKOBOM OTBEPCTHH, KOTOPOE
pacnpocTpaHseTcsl B TO3BOHOYHBIN KaHAaII, YTO MOKET BbI3BATh B JAJIbHEHUIIIEM OCTI0KHEHUS
B CITMHHOM Mo3re (puc. 3).

Puc. 3 — Heiipodubpoma, pacpocTpaHsronascs B MO3BOHOYHBIN KaHaJ

PexoMeHmannm: 3KCTPEHHOE HEMPOXUPYPTrUUYECKOE BMEIIATENBCTBO HE ITOKA3aHO
(BBICOKHI PHUCK TMOCJICONEPAIIMOHHBIX OCJIOKHEHUH, B TOM YHCJIE HEBPOJOTHYECKOTO
nedurmra).  YuutbiBas ~ cTaOwiM3aldi  mpolecca, OTCYTCTBUE  JAHHBIX 34
MporpeccupoBaHue Ha (POHE OTMEHBI IIpenapaTa B TCUCHHUE 6 MEeCAIIEB MOKa3aH MepephiB B
neyennn. Kontpone MPT kaxnapie 4 Mecsima Mo MECTy JKUTEIbCTBA, KOHCYJIBTAIUS
HEeUpoxXupypra.

BoiBoabi:

Ha npumepe knumHuyeckux ciydaeB ¢ ucnoib3oBaHueM MCKT npexacrtaBieHbl
pasIUYHbIC JIOKAIU3AIMK HEWpopuOpOM, HAa OCHOBAHHHM KOTOPBIX MOXHO CHENaTh
COOTBETCTBYIOIINE BBIBOBI:

1. HoBooOpa3zoBaHusi MOTYT 03JI0Ka4€CTBISAThCS;

2. MArkoTkaHHbIe CTPYKTYpbl M OpTraHbl, Haxojsluecs BOJW3U HeHpodudpom,
MOTYT IOJIBEPraThCsi MEXaHUYECKOMY CJIaBJICHUIO, YTO BIMSET HA UX (DYHKITUU;

3. Onyxoau, HaxOASIIHUECS B MOAKOKHO-)KMPOBOW KJIETYATKE, MOTYT IPUBOIUTH K
nedeKTaM BHEIIHOCTH, YTO MOXET OTpa)xaTbCs Ha ICHUXOJOTMYECKOM COCTOSIHUU
[Al[MEHTA;
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4. Heitpodubpomsbl, He Hapymaroume (QyHKIIMH OpraHoB, TPEOYIOT MOCTOSHHOTO
KOHTPOJISL U 0COOOTO BEJICHUS MAIlUEHTOB.
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