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Mpwn noBpexxaeHnn reHa NF1 B 04HOM N3 XPOMOCOM MOSIOBUHA CUHTE3UPYEMOro HenporbpoMmMHa CTaHOBUTCA
nedekTHON. B pe3ynbTaTe 3TOro 0TMeYaeTCsa CMeLleHe paBHOBECUSA POCTa KJ1IeTOK B CTOPOHY npoaundepaunn.
OcCTaBLININCA HEMOBPEeXXAEeHHbIM anfenbHbln reH NF1 gaeT BO3MOXXHOCTb OpraHU3My CUMHTE3MpoBaTb HOPMasbHbIN
HenpodpmbpomuH [10]. B cny4vae, ecnm npomcxoanT BTopas MyTaums B HopManbHon annenu reHa NF1, To
BO3HWKaeT HEKOHTPOJIMPYEMbI POCT KNETOK, 4TO ABAAETCHA MPUYMHON BO3HUKHOBEHNA HOBOOOpa3oBaHUi, B TOM
yucne, HenpopnbpoM. BepoSTHOCTb pa3BUTUA aCCOLMNPOBAHHON C HelpodrbpomaTo3oM 1 Tuna 3/10Ka4eCTBEHHOM
OMNyXo/In MpeBbILWAET TaKoBYIO B MonyasaumMm B COTHM pa3 [11]. MpuHATO cunTaTh [12], 4TO MaKCUMasbHbIN PUCK
pPasBUTUSA 3/I0Ka4YeCTBEHHbIX ONyX0aen HepBHbIX 060/104eK UMeT NtIoamn ¢ MuKpoaeneumnamm B reHe NF1L.

B 1990-1995 ronax 6bina nokanMsoBaHa MyTaumnsa Ha Xxpomocome 17g11.2. MPUYMHON BLICOKOM H4aCTOThI
CMOHTAHHbIX MyTaL WA ABASETCA NPOTAXXEHHOCTb U C/IOXKHas opraHnsauns reHa NF1. Y 6051bHbIX
HenpodpmbpomaTo3om 1 Tuna onncaHo 6onee 500 pasNMYHbIX T€HHbIX MyTaLUWi Ha XpoMocome 17g. Bce oHm
HapyLatloT peryaupytowyto ponb reHa NF1 B kackage oHkoreHesa [1].

MyTaumn HOCAT BeCbMa cneunguyeckmnx xapaktep: cebiwe 80% 13 HUX BeAYT K CMHTEe3y HeyHKLMOHAIbHOIro
6enka NMbo K NONHOMY OTCYTCTBUIO TPAHCKPUNTa (HOHCEHC-MyTaLuun, MyTauumn B CanTax CNJIaNCuMHra, gaeneumnm n
BCTaBKMW CO COABWUIOM paMKW, KpyMHble geneunn). lpyrve myTaumn, npegcrasnstowme cobon BHyTpEHHNE eneunm
6e3 caBura paMkKm N MUCCEHC3MyTauMK, 3aTparnBaloT PYHKLMNOHANbLHO BaXKHbIEe Y4acTKN HenpopnbpomMmHa.
MyTauunn B Nnpepenax kogupytowien obnactu NF1 pacnpeneneHbl OTHOCUTESNIbHO PpaBHOMEPHO, 04HAK0o 3K30HbI 10a,
10c, 31, 37 npeacTtansaoT cobon 061acTn ¢ [OBOJILHO BbICOKOM YacTOTOM noBpexxaeHns (6-30% Bcex
obHapy>XxeHHbIX MyTauuin) [1].

3 KnnHuyeckune npossneHus 3aboneBaHuns

TunnyHeiMK oNnsa HempodubpomaTosa 1 Tuna u NPoABAAIOWMMUCS K ABYXJ€THEMY BO3PaCTy SABJSAIOTCA NMUIMEHTHbIe
MATHa Ha KOXKe C YeTKUMU rpaHnuamu, obbl4HO HenMpaBuUIIbHOM (OPMbI U LBETaA «KOdEe C MOJIOKOM». B HEKOTOPbIX
C/ly4asax OHN UMeIOT BULA MHOXECTBEHHbIX MUFMEHTHbIX MATEH, HAMOMUHAKLMX BECHYLLKN.

Takxe K KJIMHNYEeCKUM NPOSABIEHNAM OTHOCATCA y3enkun Jlnwa pagy>kHo 060104kn rnasa. OHM BbIABAAIOTCA NpU
o TasIbMOSIOrMY4ECKOM OCMOTPE NPY NMOMOLLN LLeNieBOM naMmbl. Halle BCcero y3enku Jlnwa npossnatoTcs B 6onee
B3pPOCJ/IOM BO3pacTe. Tak, y AeTel B Bo3pacTe A0 4 neT oHW HabnwopatoTca B 22% cny4vaes, B Bo3pacTe 5-9 neT -y
41% naumneHToB, B 10-19 neT - 85%, cTapwe 20 net - 95% [1].

MAaTHa Ha KoXKe 1 y3enkun Jlvwa cyutalTca 6e3onacHbIMU Ana AeTCKOro 340poBbsA. BcTpeyatoTca cnyyaun, Kkorga
3TO eAMHCTBEHHble NposaBaeHnsa HenpodurbpomaTosa 1 Tuna. ManeHbKkue Henpodnbpombl He BCcerga yaaeTcs
0bHapynTb, ocobeHHO B 4eTCKOM BO3pacTe.

MPUHATO CYMTaTb, 4TO NPU OTCYTCTBUM KaknX-TnMbo MHbIX CMMNTOMOB 3aboneBaHnsa obHapyxeHne 6onee 4em 6
naTeH guameTpom oT 1,5 caHTMMeTpoB AaeT 0CHOBAaHWSA NOCTaBUTbL AMarHo3 HerpodmbpomaTos 1 Tmna.
OCHOBHBbIM MposiBieHNEM 3ab0eBaHNA ABAAIOTCA MHOXKECTBEHHbIE Hepodunbpombl: obpasytoLmecs no xony
nepundepnyeckmnx HepeoB BosIe3HEHHbIE OKPYrJible Y3esK/ B TOJILLe KOXN, pa3Hoobpa3Hbie No opme, pasmepam u
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nokanmnsaunm [13-16]. NoseneHne Henponbpom, TakKe Kak 1 y3esKoB Jlnwa, 3aBUCUT OT BO3pacTa. Y geten B
Bo3pacTe o 10 neT oHM BCTpeyatoTcs B 14% cny4daes, oT 10 0o 19 net - B 44%, B 20-29 net -y 85%, cTtapwe 30
net -y 94% naumneHToB. NepBble Hepodnbpombl 06HapyxumBatloTCca B nepuof npenybeptata nan nybeprtaTta. C
BO3pacToM HabnogaeTca HeOTBPATUMbIA MeAJIeHHbIN POCT Henpodhnbpom.

Mpwn nanbnaunm Henpodnbpombl 06bI4HO 6e360/1e3HEHHbI, HO MPWU BOBJIEYEHUN B NATOJIOMMYECKUIA NpoL,Eecc
nepugepmnyecknx HepBoB BO3HMKAKOT 60/b 1 HapyLleHne YyBCTBUTENbHOCTU. Mpu nanbnauum cdnbpoma
CMeLLaeTCcs TONbKO B NONepeyHoOM HanpasBJ/ieHMN BMecTe C HEPBHbIM CTBOJIOM. Takoe CMelLleHe MOXKET BbI3blBaTb
60/1b B 30HE MHHEpPBaLUK.

B HekoTOpbIX cay4daax HenpodnbpomaTos 1 TMNa HOCUT OrpaHNYEHHbIN CerMeHTapHbIN XapakTep -
MeAunacTUHabHble HeMpPoUOBPOMBbI B COYETaHUM C TAaKOBLIMU B COOTBETCTBYHOLLEM KOXKHOM cermeHTe. OgHako
Yawe 3abonieBaHVe ABASETCA reHepasiM30BaHHbIM N MopakaeT TyN0BULLE, LLEtD, FOJI0BY, KOHEYHOCTU. CKIOHHOCTb
K 3/T0KQ4Y€CTBEHHOMY MepepoXaAeHU0 nMeeT MecTo y 3-15% 6onbHbIX HennpodmbpomaTtosom 1 Tnna [17, 18].
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