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Pe3siome. B nanHoii paboTe paccMaTpuBarOTCsS ATHOJIOTHS, IAaTOT€HE3, a TaKKe METObI

COBpeMeHHOﬁ JUArHOCTUKMU  HACJICACTBCHHOI'O 3a0ojieBaHust — HeﬁpO(I)H6pOMaTOSa 1 THUIIA.
HpoaHaanpOBaHa I/IH(i)OpMaI_II/I}I U3 COBPCMCHHBLIX HCTOYHHKOB OTHOCHUTCIIBHO ,Z[aHHOﬁ I1aTOJIOTHH.
Pe?;yJII)TaTI)I pa60TI)I Ha IPpUMEPC KIMHUYCCKUX CITy4acB HOIIpO6HO IMOoKa3aJir BCC BO3MOKHBIC ITPOABJICHUA
HeﬁpO(bH6pOMaTOSa C CaMbIMH 4YaCTbIMHU OCJIOKHCHUAMMU.

KiroueBrble cjioBa: HelipohuOpoMaTo3, HacIeICTBEHHAS TATOJIOTHS, MATUTHA3AIIHSL.

Resume. This paper discusses the etiology, pathogenesis, as well as methods of modern diagnosis
of a hereditary disease - neurofibromatosis type 1. Information from modern sources regarding this pathol-
ogy is analyzed. The results of the work using clinical cases as examples showed in detail all possible
manifestations of neurofibromatosis with the most common complications.

Keywords: neurofibromatosis, hereditary pathology, malignancy.

AxTtyanbHocTh. HetipopuOpomaros 1-ro tuna (H®-1) — ayTocoMHO-TOMUHAHTHOE
HacJlIeJICTBEHHOE 3a0oJyieBaHue, BceTpevaromeecss ¢ dvactoror 1:3000 HaceneHwus,
MEHEeTPAaHTHOCTh 3a00JieBaHUsI K S5-TU JIeTHEMY Bo3pacTy nocturaer 100 mporieHToB.
XapakTepusyercs MOPaKEHUEM NPOU3BOIHBIX 3KTOAEPMbI: KOXH, HEPBHOW CHUCTEMBI,
CEeTYaTKU U Jpyrux opraHoB [7]. boie3Hb BO3HUKAET B pe3yjiabTaTe T€TEPO3UTOTHOM
myTtauu reHa NF1, nokanmuzoBanHoro Ha 17q11.2. I'en NF1 xapakrepuzyercst 60JblInMu
pasmepamu (280 Tt.m.0.). Helipopubpomun (Nfl) — npoaykr NFI — noBcemMecTHO
AKCIpeccupyromics 6eiok, coctosamuit u3 2808 aMHMHOKUCIOTHBIX OCTaTKOB. CKOPOCTH
BO3HUKHOBEHHUS MYTaIllMii B ATOM T€HE Ha JIBa MOPSIAKA BBHIIIE, YeM B APYTUX JIOKycCax.
[Ipumepno 50% ciyuaeB 3a0oJieBaHUs Pa3BUBAIOTCS B pe3ysibTaTe MyTaiui de novo.
Okosio mosoBuHbI MyTauuid B reHe NF1 mpenacTaBiioT MyTaluu CaMTOB CIUIANCHHTA.
[lepeuncnenHpie BbIIIE OCOOCHHOCTHM T€HA, a TaKke YPE3BbIUAMHO BBICOKAs
MHOTO()YHKITMOHAJILHOCTh €r0 MPOAYKTa MOTYT OBITh OJHOM W3 MPHUYUH €r0 BBICOKOU
MyTabenbHOCTH [2].

[IposiBnenusiMmu  HelipoduOpoMaTo3a SIBISETCS Pa3BUTHE MHOXKECTBA OITyXOJeH,
UMEIOIINX J00pOKaYeCTBEHHYIO0 Tpupoay (HeipoduOpom), THUNEPIUTrMEHTUPOBAHHBIX
MATEH Ha Koxe (1BeTa “Kode ¢ MoJIOKOM ™) U paxyxke (y3enku Jluma) [1].
['uneprnurMeHTHPOBaHHBIE TISITHA HA KOXKE I[BETa “KOd)e C MOJIOKOM ™’ — 3TO TEPBBIi TPU3HAK
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O0one3Hu, BcTpewaromuics B 95% ciydaeB; y OOBIYHOIO HAaceNeHUsT TaKUe IIsiTHA
HOSIBJSIOTCS B 3aBUCUMOCTH OT ototuna: ot 0,3% no 15%. /lanHbie msTHA XapakTepHbI
Uil psaga apyrux 3a0oseBaHuiM, CBsiI3aHHBIX ¢ RAS-myTanusMu, peryiaupyromuMu
KJeTouHoe Aesnenne. OHM MOSABISIOTCS Ha (POHE pocTa MPOAYKIIMU MEJIaHUHA U HAJIU4YUS B
KOXE TUraHTCKMX MeEJIaHOCOM. Y TMalMeHTOB ¢ Heipodubpomarozom | Tuma dvucio
MEJAHOLIMUTOB yBEIMYMBAETCS Oojee 3HAYUTENIbHO TI0 CPaBHEHUIO C JPYTUMHU
3a0oneBaHusiMU. pyrumu 3a005ieBaHUSIMU, JJI1 KOTOPBIX XapaKTepHO 00pa30BaHUE TaKUX
nateH, sBisitores: Cunmpom  OnOpaiita-IltepaOepra (MpeXIeBpEeMEHHOE IOJIOBOE
co3peBaHue c ocreoauciuiazueil); bonesns bBypueBwisg-IIpunrna (TyOepKyJie3HbIN
ckiepo3); Anemusa DaHkoHM (TeMaTOJIOTMYECKHe HapylieHus u omyxond). [IsaTHa Ha
panyxke (y3enku Jluma) Bcrpeuatores paktudecku y Bcex mamueHToB ¢ H®-1, crapmie 20
net. OHU NpeICTaBIAIOT HEOOIbIINE OelecoBaThIC MATHA (FaMapTOMbl) Ha paayKKe riiasa.
V3enku Jluma He BUAHBI HEBOOPYKEHHBIM B3IJISIIOM, HEOOXOIUMO O(TaTIbMOJIOIHYECKOE
oOcieoBaHUeE.

Heiipodubpombl pa3zBuBaroOTCsl U3 000JI0UEK HEPBOB M COCTOAT U3 COBOKYIHOCTH
KJIETOK — IIIBAHHOBCKUX, (pUOpOOIacTOB, HEPBHBIX M TY4YHBIX KiI€TOK. OHM MOTYT
pa3BuUBaThCA B JIIOOOM MecTe MO XOoAy mHepudepruueckux HEpBOB. BOJNBIIMHCTBO M3 HUX
NOSIBIISIETCS. B MOAPOCTKOBOM Bo3pacte. Ilnekcudopmubie HeHpohuOpoMBl MOTYT
JOCTUraTh TMTAHTCKUX Pa3sMEPOB U, TEM CaMbIM, U3MEHSTh BHEIIHOCTH ITALIMEHTOB [6], a
TaKK€ UMEET MECTO MaJluTHU3aIMu ATUX oOpaszoBaHuii [4,5]. OHu yamie oOpa3yroTcs B
JIETCTBE, MOTYT BO3HMKaTh B JIO00M uacth Tema. YacTtora BCTpPEUaEMOCTH TaKHX
obOpazoBanuii y mozaeit ¢ HO-1 okono 30%. OHu BbI3BIBAIOT Je(DEKTHI KaK KOCMETUYECKOTO
maHa (runepTpopuio KO, TMIEPIUTrMEHTAIMI0), TAK U MOTYT CAAaBJIMBATh BHYTPEHHUE
OpraHsl Tejla U COCYZOB, YTO MOXKET HapyIIUTh UX HOPMalbHOE (PYHKIHOHUPOBAHHE, a
MOKET NpoTeKarb OeccumMnToMHO. Hammume Helpo@uOpOMBI MOMKET COMPOBOXKIATHCS
OOJIE3HEHHBIMU ~ OUIYIIEHUAMH, a TOCTOSHHAas ©00Jb B 00JACTH IJIEKCU(POPMHON
HeHpo(uOPOMBI MOXKET yKa3bIBaTh HA 3JI0KAYECTBEHHOE COCTOSTHUE OIYXOJIH.

[Ipu mocranoBke aunarHo3a H®-1 pekoMeHayeTcs UCHOJIb30BaTh JUArHOCTUYECKUE
KpUTEPUH, PEKOMEHJOBaHHbIE  MEXIYHAPOJAHBIM  KOMUTETOM  3KCHEPTOB IO
Helipodubpomarosy [8]: Hamuuue miecTH WM OoJiee MATEH IBeTa Kode ¢ MOJIOKOM
pa3zMepoM MHUHHMYM 15 MM y B3pOCIHIBIX U 5 MM y JieTeld; aBe uinu Oosiee HeHpohuOpombl
mo0oro Tuma Wi XoTs Obl oaHa TwieKkcudopmHas HelpoduOpoma; BECHYIIKH B
MOAMBIIIEYHOW WM TMaxXOBOM 00JIacTH; TJIMOMa 3pUTENBHOTO HEpBA; JBa WM Ooiee
KpPOIIIEUHBIX KEJITO-KOPUYHEBBIX Yy3eJKoB Jlumia; paznuyHble KOCTHBIE MOPaKEHMUS,
POACTBEHHHUK II€pBOM cTeneHu poactsa ¢ HD-I o BelenepeyncieHHsiM Kpurepusm. 1pu
HaJU4YMK y OOJIBHOTO HE MEHEe 2 U3 HIKEYKa3aHHbBIX MPU3HAKOB, MOKHO MPEANOI0KUTh
3a00seBaHueE.

Hean: MIPOAHATTU3UPOBATH ATUOIMATOI€HETUUECKUE 0COOEHHOCTH
HelipoduOpomarosa, a Takke MpPoOJeMbl COBPEMEHHOW ITUArHOCTUKM W JICYEHUS Ha
IpUMeEpPE KIMHUYECKUX CITy4aeB.

3agaun:

1. PaccMoTpeTh 3THONIOTHIO U TTaTOTeHe3 HelipodubpomaTo3sa.
2. BbIsiBUTh 0COOEHHOCTH TE€YEHHsI M1 BO3MOKHBIE OCJIOKHEHUS 3a00JIeBaHUs Y MAIUEHTOB

792



ISBN 978-985-21-1397-7 WNunoBaruu B Mequiuae u papmarmn — 2023
YIK 61:615.1(06)

bbK 52.82

1 66

B 3aBUCHMOCTH OT JIOKAJIU3ALUU OITYXOJICH.
3. Caenatb BBIBOJBI O OCOOEHHOCTSIX BEJICHUS TaKUX MallMEHTOB.

Marepuajubl u metoabl. [IpoBeeH peTPOCIEKTUBHBIN aHAIN3 TPEX MEIULIMHCKHUX
kapT manueHtoB ¢ 1938 go 2004 rr. poxiaeHus, HaOmomaBmuxcs B Y3 «MUHCKUH
TOPOJICKOM KIIMHUYECKHM OHKOJOTHYECKUU UEHTp». B jaHHOe ucciepoBaHue ObLIM
BKJIFOUEHBl TAIMEHThl C JWMarHo3oMm HeipodpuOpomaro3 1 Tuma, C pa3IUYHBIMU
JOKaN3auusaAMH  omyxosieil. Bcem mnanumeHTamM NOpOBOAWIIACH — MYJIBTUCIUpaIbHAs
komnbiorepHas Tomorpadus (MCKT) mna BeisiBneHus HelipoguOpom. Pesynbrathl
CPaBHMBAJIMCh C THUIHYHBIM pPACMOJIOKEHHEM JOOPOKAYECTBEHHBIX OMYXOJeH MpH
HeripopubpomaTto3e. Bce wuccrmeqoBaHUS  BBIMOTHEHBI C  COONIOACHUEM  MPABHII
OMOMEINIIMHCKOW OSTUKU (COXpaHEHHE BpayeOHON TaillHBI W KOH(PUIECHIIUAIBHOCTH
uH(pOpMaIun).

Pesyabrarel m ux oOcyxkaenue. [lamment A, 1938 r. poXIaeHUs, TUIIHMYHOE
pacnojoxeHue HeHpopuOpoM B MOJKOXKHO- MKUPOBOM KIIETYATKE, pa3Mepbl Y3€JIKOB HE
npeBbimaoT 1 cM. [IpusHakoB cnaBiieHuss opraHoB HeT. OOHapy’KeHa OIyXOJb MPaBOTO
JOKTEBOrO0 CycTaBa B paMmkKax HeilopodpuOpomaTo3a, C O3J0KAYECTBICHUEM B
XOHApocapkoMy (puc. 1).

[Tanuent B, 1967 ropa poxnenusi, 0OHapyKeHbl MHOYKECTBEHHBIE IMOKOKHbIE OYarH
MSTKOTKaHHOU IUIOTHOCTU 10 1,2 cM. MHOroy3jgoBoe€ THIOJICHCUBHOE OOpa3oBaHUE C
HEPOBHBIM KOHTYPOM M HEPABHOMEPHBIM HAKOIUJICHMEM KOHTpacTa B IIpoliecce
HCCIIeIOBaHUsT OOHAPYKEHO B 3aJIHEM IIIEMHOM MPOCTPaHCTBE cieBa Ha ypoBHe C4-C7,
obmumu paszmepamu 3,6x3,4x6,7 cM. (puc. 2), HCXOASAIICE U3 MEKITO3BOHOYHOTO OTBEPCTHS
C4-C5, pacmmmpenHnoro B nuamerpe. OOpa3oBaHHE OTTECHSET SIPEMHYIO BEHY M COHHYIO
apTepHIO KIEepear U pa3BUTAET MpHIIekKaIliue Molibl. [Ipu3HakoB HapyieHust GyHKIIAN
HET.
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[Maruent C, 2004 rona poxxnenusi. B 2023 roay 6bu1 mpoBeieH KOHCUIINYM, B COCTaB
KoToporo Bonuin 8 Bpauen. [luarunos: H® 1, cmemanabiii, MHOKECTBEHHBIC 00Opa30BaHUS
10 BCEMY TEJly, COCTOSIHUE Tocyie 2 onepaTuBHBIX JieueHui (2016 — oTkpbiTast Ouoncus
napaBepteOpanbHoi  omyxonu; 2018 — oTKpeITas Ouoncus, yJajJeHUE OIMyXOJu
MOJIKOJICHHOM oOsactu cnpasa). Ha ¢one npuema mpemnapara “VMmaTtuHHO” oTMeudeHa
crabminsanus  nporecca. ComyTcTByromiasi Mmarojiorusi: beakoBo-3HepreTudeckas
HenocTtaTouHOCTh 1 1., UMT 14,8, HU3KOpOCIOCTh CMEIIAHHOIO reHe3a. [ mmoronaansm
Ha OHE XPOHUYECKON COMAaTUUECKOM MAaTOIOTUH (ITPOBOIUINCH UHBEKITUU TECTOCTEPOHA).
Kuctel mmToBMOHON  Kenes3bl, JdyTUpeo3. PexkoMmeHaaluu Bpada: HKCTPEHHOE
HEHPOXUPYPrUUE€CKOEe BMEIIATEIBCTBO HE MOKA3aHO (BBHICOKUI PUCK MOCIEONEePalMOHHBIX
OCJIO)KHEHHI, B TOM YHCJIE HEBPOJOTMYECKOro AePUuIMTa). YUUThIBasS CTAOMIU3AIINIO
mpoiiecca, OTCYTCTBHE JaHHBIX 3a MpPOrpeccupoBaHuEe Ha (oHE OTMEHBI MperapaTa B
TedueHue 6 MecCAIEB MOoKa3aH nepepsiB B jieueHunu. Kontpons MPT kaxnaeie 4 Mecsua no
MECTY JKUTEJIbCTBA, KOHCYJIbTAlIUsI HEMpOXUpypra.

KT-kapTHa MHOXECTBEHHBIX OMYyXOJEBBIX OOpa30BaHMII BO BCEX YacTsIX Tena, a
TaKkXke, B TMOJKOXHO-)KUPOBOM KJIETYaTKE, 4YTO BbHI3BIBAET BHEIIHUE JE(EKTHI,
OTpaXkarollMecs Ha ICUXOJOTMYECKOM COCTOSIHUM manueHTa. HauOoinbiiue pa3mepbl
HelipoduOpom ObUTM OOHAPYKEHBI: B 00JIACTU IPYIHOM KIIETKU (mapaBepTeOpaibHO 10 5
CM.); B MOSICHUYHBIX MBIIIIAX (10 6 CM.); IO X0y MOAB3AO0MIHBIX MBI (710 6,8 cM). Kpome
TOT'0, BBISIBJIEHA KOMIIPECCHS AMUAYPATBHOTO MEIIKA U CIMHHOTO Mo3ra Ha ypoBHe C2-C3,
M3-32 MATOJOTUYECKOrOo OOpa3oBaHMs B MEKIIO3BOHKOBOM OTBEPCTHH, KOTOPOE
pacrpocTpaHseTcs B MO3BOHOYHbBIN KaHAII, YTO MOXET BbI3BATh B TAJIbHEMIIIEM OCIOKHEHUS
B ctuHHOM Mo3re [3] (puc. 3).

Puc. 3 — Helipopubpoma, pactpocTpaHstomascs B TO3BOHOYHBIN KaHAI
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BbIBOADI:

1. Heitpopubpomaros 1 Tuna sBiseTcs peIKoi reHeTUUeCKOM MaToJ0THel, B OCHOBE
KOTOpOoM JexuT MyTtanuss B reHe H®-1, pacnomoxeHHom B 17 Xxpomocome, u
XapaKTepu3yeTcs TIaBHBIM 00pa3oM pa3BUTUEM MHOXKECTBA JOOPOKAYECTBEHHBIX
OITyXOJIEH.

2. Knuaudeckass kapTMHa W TedeHHE 3a00JIeBaHUSI 3aBHUCIAT OT JIOKaJIU3allUU
Heripohudpom.

3. HoBooOpa3oBaHus MOTYT 03710Ka4€CTBISATHCS.

4. MSTKOTKaHbIE CTPYKTYPBI M OPTaHbl, HAXOISIIHUECS BOJIM3H HEUPOHUOPOM, MOTYT
MOJIBEPIraThCs MEXaHUUECKOMY CIABJICHUIO, UYTO BIMSECT HA UX (PYHKIIUU.

5. OnyxoJii, HaxoIAIuecs B MOJKOKHO-KXUPOBON KIIETYATKE, MOTYT MPUBOJUTH K
nedeKTamM BHEITHOCTH, UYTO MOKET OTPAkKaThCS HAa ICUXOJIOTMYECKOM COCTOSIHUM MallMeHTa.

6. HeiipopuOpomel, He Hapymiaromue (yHKIIMH OPraHOB, TPEOYIOT MOCTOSHHOTO
KOHTPOJISI U 0cO00r0 BEACHUS MALIMEHTOB, 3aKitodatomierocst B kourpose MPT nanuenToB
pa3 B 4 Mecsla, MOCTOSHHOE HAOJIOJIEHUME y HEBpPOJIOra U IO HEOOXOAUMOCTH —
KOHCYJIbTallUsl HEUpOXUpypra.
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