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Annomayus. CtaThsi TOCBSAIIEHA PACIPOCTPAHEHHOMY HACIIEIACTBEHHOMY 3a00JIEBAHUIO Y
JeTeH, mpeapacroiaraliieMy K BO3HHKHOBEHHUIO OITyXxojel-HeBpoduOpomarody 1-ro Ttuma,
OTHOCsIIErocss K rpymmne (akomato3oB. JlaHO ompezneneHue, KpaTKO OCBEIEHbI SMHIEMUOJIOTHS,
ATHOJIOTHUS, TTATOTEHE3 W KPUTEPHH IMATHOCTHKH 3a0ojeBaHus. IpuBeneH KIMHUYECKUU ciydaid
3a0oneBanus y Majbunka 11 mer.

Abstract. The article is devoted to a common hereditary disease in children that predisposes to
the occurrence of tumors - neurofibromatosis type 1, belonging to the group of phakomatoses. The
definition is given, the epidemiology, etiology, pathogenesis and diagnostic criteria of the disease are
briefly covered. A clinical case of the disease in an 11-year-old boy is presented.

Knrouesvie cnosa: neiipopubpomarox 1 Tuma, msaTHa MO TUIY «KOPE C MOJIOKOMY, Y3EIKH
Jluma, niaexcudopmHas Helipodudpoma.

Keywords: Neurofibromatochus type 1, cafe-au-lait spots, Lisch nodules, plexiform
neurofibroma.

Heiipodubpomaros (NF1), Takke n3BecTHBIH kak 0051e3Hb (GoH PekmHrxay3eHa, BEI3bIBACTCS
ayTOCOMHO qoMuHaHTHas myTtanus B reHe NF, mpuBoasmias k nedunury Heiipodhudbpomuna 1, 6enka
C aKTUBHOCTBIO ToJaBiieHus onmyxoiu B myTd RAS-Erk [1]. OToT pakomaro3 noapasnensiercs Ha 1Ba
TCHETHYECKH PA3TUYHBIX TOATHIIA, XapaKTEPH3YIONINXCS MHOKECTBEHHBIMU TIOPAKEHUSIMUA KOXH U
OITyXOJISIMH NepU(pEepHUUECcKOi U IIEHTPATHLHON HEPBHOM CUCTEMBI [2].

NF1, BeposiTHO, CyllecTBOBaJl B JpPEBHUE BpPEMEHA, B JIUTEpaType U3 JOKYMEHTAJIbHBIX
OIMUCaHUsX 3-T0 BEeKa JI0 H.3. OMHCBIBAaeTCs naHHas 0ose3nb [6]. B 1849 rony upnanackuit xupypr
umenu PoOepra B. Cmura guddepeHuupoBal NanueHTOB ¢ TPaBMAaTUYECKUMH HEBpPOMamH OT
NAIlMeHTOB C MHOXXECTBEHHBIMH, MJIUONATHUYECKUMH HeBpoMamu. B 1882 r. Hemeukuit
natonoroanarom ®penepuk ¢on PeknuHrxayseH BrHepBble ONMyOIMKOBaT —KJIACCHYECKYIO
MoOHOTpaduio, B KOTOPOK omucasl 3a00JieBaHHUE, a TAK)KE MATOJOTUUYECKYI0 OCHOBY HeWpohuOpoM
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(dbon Pexnmunrxaysen, 1882 r.). Upuc ramapromac, win Jluma y3enku, ObIIHM BIEPBBIC OMUCAHBI Y
narrienToB ¢ NF1 aBcrpuiickuii odransmosor Kapa JTum 8 1937 r. [7]. [To3auee ®@pauk Kpoy u ero
komern (1956 r.) mepseiM npusHan NF1 nacneacTBeHHBIM 3a0oseBaHueM, mopaxaromum 50%
noromctBa. B 1964 rony mokrop Kpoy omucan BecHyIIKH B KOXHbBIX ckiaankax [8]. HaruonanbHbIi
Wuctutytsl 310poBbst (NIH) co3Ban koHbepeHIuo mo pa3padoTke KOHCEHCYCa, YTOObl YCTaHOBUTh
MOCJIEIOBATEIbHYIO JIMAarHOCTUKY KPHUTEpPUH, MO3BOJsIoUIMEe HaeHTuduupoBats dogein ¢ NF1
(HammonanbHble MHCTUTYTHI Pa3BUTHS KOHCEHCyca B 00JacTH 3/paBOOXPAHEHUS KOH(EpEHIIHH,
1988 r.). OTa 3HamMeHarenbHas KOH(PEPEHINS 3aJI0KHIa OCHOBBI T€HETUYECKOTO aHajin3a CeMel C
NF1, kynbMuHamuen kotoporo crano otkpbiTue rena NF1 y 1990 r. [3].

Pacnpoctpanennocte NF1 cocraBiser nmpumepHo 1:2500 mo 1:3500. y OTAenbHBIX JIHIL,
HE3aBUCHUMO OT O3THHUYECKOW U pacoBoil mnpuHaiexkHOCTH [4]. [IpomomKkUTeNnbHOCTh KU3HU
cokpautaercd Ha 8—15 jer no cpaBHEHMIO ¢ OOLIeN MONyJsLKEd, IPU 3TOM OCHOBHOM NMPUYMHOMN
SIBJISIETCSI 37I0KAYE€CTBEHHOCTh cMePTH B Bo3pacte 10 30 jet [5].

Mamepuanvt u memoowl

B crarbe npeacraBieHo onrucaHue KIMHUYECKOTo citydyas 00sie3HH PekinHxay3eHa y Majlbuuka
11 ner.

Knunnueckue u nuarnocruueckue kpurepun H®-1 Knnnudeckuit quaraos tpedyer Halndus
KaKk MUHUMYM 2 13 7 KpUTepHeB, noarsepxaatoiux Hanmune HO-1. [6]. MHOrue u3 3TuX npu3HaKkoB
HE NPOSBIAIOTCA A0 Oojee MO3JHEro JEeTCTBAa WM IMOJPOCTKOBOTO BO3pAcTa; TaKUM OOpa3oM,
MOJTBEPXK/IEHUE JMarHo3a 4YacTo 3aJep)KuBaeTcs, HecMoTps Ha nojo3peHue Ha HD-1. Cemsb
KIMHUYECKUX  KPUTEPHUEB, MCIONb3yeMbIX i avarHoctuku H®P-1, mnpu  orcyrctBuun
aJIIbTEPHATUBHBIX IMarHO30B CIIEAYIOLIHUE!

- Hlects u Oonee msATeH IBeTa «KO(e C MOJOKOM» WM TMIIEPIUTMEHTUPOBAHHBIE MSATHA
auaMeTpoM Oosiee 5 MM y aerelt mpenyOepTaTHOro Bo3pacta u 6osee 15 MMM B mocTinyOepTaTHOM
MIEPHUOJE.

- [logMbITIeuHbIE WK TaXOBBIE BECHYIIKHU (> 2 BECHYIIIEK)

- JIBe u Gosiee TUITMYHBIX HEMPOGUOPOMBI WK OJHA TUIEKCH(OopMHas Helpopudpoma

- ['nnoma 3purenpHOro HEpBa

- /e u Oonee ramapToMbl pagyX HOH 000704ku (y3enku JIumia), 4acTo BbIABISEMBbIE
0(TaTELMOJIOTOM TOJIBKO IMPU OCMOTPE C MIOMOIIBIO LIEJIEBOH JIAMITBI.

- KnunoBuaHas nucriasus Wid TUIUYHBIE AHOMAJIUU JUIMHHBIX KOCTEH, Takue Kak JIOXKHBII
CycTaB

- PopcTBeHHMKM MepBOi cTeneHH pojcTBa (HalpuMep, Math, orel, opat) ¢ HO-1.

bonbhoii K., 2012 roga poxxaenus (11 51eT), mocTymaeT B OTACIEHHUE C )KAIT00aMH CO CJIOB MaMbl
Ha ONyXoJIeBUIHOE 0Opa3oBaHHE B 00JacTH JIEBOTO IJa3a, MATHA MO Teny. PeOeHok 3acThIBaeT ¢
MIOBOPOTOM TOJIOBBI CJIEBA, 3aKaThIBAaHUE TJIa3HBIX SA0JIOK BBEPX, MPOJOKUTENBHOCTHIO OKOJIO 1-2
MUH, C C)KaTHEM 3y0OB.

W3 anamuesa: co cioB Mambl OosieH ¢ 2016r. Iloaydaer HeoHOKpaTHOE JeueHune B Yyiickon
obnacTHO# OonpHUIIE, Ha3HAaYeH Menencun 200Mmr o Y2 Tab. *2 pasza B 1eHb. OTMEYaI0Ch HEKOTOPOE
yIIydllIEHUE COCTOSIHME 3aTeM IpernapaT OTMEHWIM CaMOCTOSTEIbHO U MPUCTYIBI BO3OOHOBUIIUCH.
JlaHHas TOCTIMTAIN3AUS IS JAJIbHEHIIero o0cne10BaHus U KOPPEKIIUHY JIEUEHUSI.

Axymepckuii anamHes: Pe6eHok ot 2-if 6epeMeHHOCTH, 2-X poJIoB. Po/ibl caMOCTOSTENIbHBIE B
cpoke 39 nenenb. bepemennocTs npotekana Ha porne OPBU (mpuaumana Taiinon Xot, MHCTH Yaii).
Bec npu poxaennn-3900,0. 3akpuyai cpasy. K rpyau npriiokeH cpasy, cocal yI0BICTBOPUTEILHO.
Poc criokoiiHbIM, TOJI0BY Hauan AepKaTh B 2 MeC., CUIUT -6 Mec.
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JlanHble 00BEKTUBHOTO OCMOTpA: pebeHok MIPaBHJIBHOTO TEJIOCIOKECHHUS,
YAOBJIETBOPUTENBHOTO NUTaHuA. [10AK0XKHO-)KUPOBOM CIIOM AOCTAaTOYHO pa3BUT. BepxHee neBoe
BEKO OMYIIEeHO, S-00pa3Hoii Gpopmbl. Ha Koke TOJO0BHI MATHA MO THIY «KOode ¢ Moimokom». Koxka
cyxas, menyuamascs. MakcCuMaabHBIN JuaMeTp MSITeH Ha KOXe roJIOBHI 1 M, Ha JIHIe MSITHA 110 2,5
MM., Ha cirHe 110 0,5 MM, Ha Tpyau 10 2,4 cM. B o6nactu sxxuBoTa nmeercs 0e300J1e3HEHHBII OYTOpOK.
B noambIieyHol U B maxoBoii 001acTsx uMeroTcs 1uddy3Hble MITHA MO TUITY BECHYILEK (CUMITOM
Kpoyga). O01iee KOTMUECTBO MATEH MO TUITY «Kode ¢ MoJIoKomM» paBHO 28. Ilpu HajaBIMBaHUU HE
ucue3aroT. J[pIxanue uepe3 HoC CBOOOHOE JIETKUX BBICIYIIUBACTCS BE3UKYISIpHOE JbIXxaHue. ToHbI
cepaua sicusle, purMuunbie. [llymoB Het. JKuBot markuii, 6e30one3nenHsl. [leueHs u cene3eHka He
yBenuueHbl. CTyn U peryisipHsl. HeBponoruueckuil craryc: co3Hanue sicioe. OOpalieHHyo pedb
nornmaer. ['omoBa oObdHON (opmbl. JIBMKEHHE TJa3HBIX sIOJOK B TMOJTHOM OO0BEeMe. 3pauku
oKpyroii popmsl, TnazHble menn S>D. Peakius Ha cBeT (psiMasi U COAPYKECTBEHHAs1) COXPAHEHBI.
Hucrarma Het. SI3bIk 110 cpefHel JIMHUU BO pTy. MblIeyHbI TOHYC HE U3MEHEH. CyXOKUIIbHbIE
pedexcsl cpenueit sxkuBoctu D=S. [latonorunueckux pedrekcoB HeT. MeHUHTe€aTbHbIX 3HAKOB HET.

Pucynok 2. [1sTHa 11BeTa «KO(E ¢ MOJOKOM

Pucynox 3. Ckommo3 TpymHOTO OTHENa Pucynok 4. Jlubdysnas nurmeHtanust (1o
MMO3BOHUYHHUA tuny BecHymiek) Cumnrom Kpoysa
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Pucynok 5. MPT /M ot 2022 1.

MPT 1/™m ot 10.02.2020 1. mpu3Hakd OSHICPAIONATHH C MOPAKCHUEM TalaMyCOB,
TUNIOKAMIIOB U 3yOuaThIX f/Iep MO3Ke4YKa ¢ 00eMX CTOPOH, MPHU3HAKU KOPTUKAIBHON AMCILIA3UU
BUCOYHO# f01H cieBa. [Ipu3Haku TuMQaHrHoMbl MSITKUX TKaHeil uia cieBa (PucyHok 5).

OO1IEeKTMHUYECKIE U HUHCTPYMEHTAJIbHBIE 00CIIe10BaHUS:

V3U BHyTpeHHUX OpraHoB: I 'enaTomeranus.

Ru OI'K: S-o6pa3nslii ckonmo3. ['OII.

KoHcynpranus y3kux crienuanucToB:

Oxkymuct: VOD=0,5. VOS=0,3. Co cioB pebdenka ctan HocuTh o4uku ¢ 2020 r. OD-Beku 06/0.
Onrtuueckue cpenbl mpo3paunbie. Ha pagyxke no 5-6 yzenkos Jluma. ['n.au: JI3H: 61e1H0-po30BEIi,
rpanunel yetkue. C/m u3 uentpa. Cocynsl cpeanue. OS- BepxHee BEeKO OMyIIeHO, S-00pa3HOi
dopmbl. OnTuueckue cpenbl npospaunsie. [.an: JI3H: GnenHo-po3oBsiit, rpanuibl yetkue. C/m u3
nentpa. Cocyibl cpeHue.

Opronex: Ckonmo3 rpyIHOTO OT/Aea TO3BOHOYHMKA. BanberycHas nedopmarius crom.

Pezynomamot u obcyscoenus

BcenenctBue cnabneHusi miuekcuopMHOM HeHpoduOpOMBI TalaMycoB, THIIIIOKAaMIOB U
3yOuaThIX AJep MO3Ke4YKa ¢ 00eHX CTOPOH, MPU3HAKH KOPTHUKAJIBLHOM NUCIUIa3UM BUCOYHOM J01H
CJIeBa BEPOSATHO OKa3allo BIUsHUE Ha (HOPMHUPOBAHKE T€HEPAIM30BAHHBIX CyJ0por. brina Ha3HaueHa
MPOTUBOCYAOpOKHast Teparmust Menencud 200mr mo ' tabnerke 2 pa3a B JeHb, Ha ()OHE HEro
CYJOpOTH IPEKPATUIIHCH.

3axnouenue

[TpuBeneHHOE HaMK HAOIIOIEHUE SABISIETCS YHUKANBHBIM. [[1s1 Benenus naruentos ¢ (HD)1 u
pa3paboTku 3G (HEKTUBHBIX METOAOB JIeUeHUs TPeOyeTcss COBMECTHBIM W MEXIUCHIUTUTHHAPHBINA
noaxoJl. JlanpHelye uccaea0BaHus B 3TOM HalpaBiIeHUH, HECOMHEHHO, OyayT crocoOCTBOBATh
pacIIMpeHHIo MPeCTaBIeHUN K MpoduIakTUKe, paHHEH TUarHOCTUKE U JICYCHHUIO.
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