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PE®EPAT

Heipodubpomaros 1-ro Tuna (H® 1), unu 6onesHb PeknunrxayseHa, ABnAeTcA 0AHUM U3 Hanbonee pacnpocTpaHeHHbIX Ha-
CNeACTBEHHbIX ayTOCOMHO-A0MUHAHTHBIX reHeTUYecKnx 3abonesaHunin. 3T0 HelpoKoxHoe 3aboneBaHye NPoABAAETCA BO3-
AeNCTBMEM Ha KOXY, HepBHYto cucTeMy 1 rnasa. B aaHHO 0630pHOI cTaTbe, KpOMe KpUTepUeB NocTaHoBKK AnarHoza H®1,
¢ yyeToM 60/bLIOrO KONMYECTBa NPOABNEHUI B pasHblX opraHax NoApoOHO npeacTaBieHbl 0QTanbMoNOrMyecKne AnarHo-
CTUYecKMe NpuU3HaKKM 3Toro 3aboneBaHuna, BKAoYaowWwme y3enku Jinwa pasyxku, Henpodubpombl BeK, MUOMY 3pUTENbHOTO
HepBa U Ap. TakXe NpefOCTaBeHbl HOBble CBefieHNs 06 0hTanbMONOrMYeCKUX NPOABIEHNAX, CBA3aHHbIX ¢ HP 1, Ha ocHoBe
TaKWX UCCNef0BaHNI, Kak onTuyeckas KorepeHTHas Tomorpadus (OKT), OKT-anruorpadus u T.4. nasHbie npossnexus 6o-
NIe3HU BCTPEYAIOTCA YACTO, U 0TaNnbMONOr UTPaeT BaXHYL Pofib B ANArHOCTUKE U e4eHnn naumeHto ¢ HP 1.

KnioueBble cnoBa: Helipopubpomamo3s 1-20 muna, 6one3Hb PeknuHexay3eHa, ogmanbmono2udecKue nposasaeHus, Helipo-
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ABSTRACT

Neurofibromatosis type 1 (NF1) or Recklinghausen disease is one of the most common inherited autosomal dominant genetic
diseases. It is a neurocutaneous disease, manifested by the impact on the skin, nervous system and eyes. In this review arti-
cle, in addition to the criteria for diagnosing NF 1, taking into account the large number of manifestations in different organs,
ophthalmological diagnostic signs of this disease are presented in detail, including Lisch nodules of the iris, neurofibromas of
the eyelids, optic nerve glioma, etc. New information on ophthalmological manifestations associated with NF1 is also provided,
based on studies such as optical coherence tomography (OCT), OCT angiography, etc. Ocular manifestations of the disease
are common and therefore the ophthalmologist plays an important role in the diagnosis and treatment of patients with NF1.
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Herpopubpomaros (HD), o koropom useectHo ¢ XIII  ¢popmsbr: ieHTpanbHbiit HO 2-ro tuna (HD2) — 3% u mBas-
BEKQ, IPE/ICTABIACT IPYIITy HACJIEJCTBEHHBIX OHKOJIOTUYE-  HOMATO3 — 1%, KOTOpBIE (DEHOTUNTNYECKU OIM3KN). IMEHHO
CKUX CUHJPOMOB, IPUBOJANINX K ONyXOoyAM nepudepude-  Opuapux Gon PeximHrxayses, yaeHUK Bupxosa, B 1882 1.
CKOM U LIEHTPAIbHOU HEPBHOM CUCTEM. Y JIAHHOI'O 3a60Jie-  J1aJl HAMHO0JIEE ITOJTHOE KIMHUKO-MOP(OIOIMUECKOE OINCA-
BAaHMA OTCYTCTBYIOT PACOBAs U IIOJIOBAA NIPEJIPACIIONONKEH-  HHE 3a00€BAHUA U BBEJ B 0O0OPOT TEPMHUH «HEUPOPUOPO-
HOCTH. Ha cerogHAmuni 1eub HauboJiee pacupoCcTpaHeH- — Ma». JJannaa popma 3a601€BaHug oTMedaeTcay 1 Ha 2500—
HOI hopmott (96% Bcex ciydaen) spisiercss HeHpohubpo- 3000 HOBOPOKAEHHBIX U OTAUYACTCS PA3BUTHEM MHOXKE-
MaTo3 1-ro Tuna (neurofibromatosis, NF1, HO1) unu nepu-  CTBEHHBIX HEMPOPUOPOM NepUPEPUUECKUX HEPBOB. M3-
epuueckuit HD, 60ee N3BECTHBIN KAK 60JIE3Hb PEKIMH- 32 BOBHUKHOBEHUS 3/I0KAYECTBEHHBIX OITyXOJI€i (IJINOMBI,
rxay3eHa (Jjajaee CJIeIyloT 3HAYUTEIbHO 60Jiee PEKUE €T0  (PEOXPOMOITUTOMBI, IEUKEMHUU U JIP.) MPOAOJIKATEIBHOCTD
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SKU3HH MAITUEHTOB COKPAIAETCS IPUMEPHO Ha 15 nieT [1-5].

I HP1 xapakTepeH ayroCOMHO-JOMUHAHTHBIN TUIL
NIPEAPACTIONIOKEHHOCTH K OIIYXOJIH, KOTOPBIA BBI3BAH MY-
TallUE€N B I'€HE-CYNPECCOPE OIyXOIM HEUPOPHOPOMHUHA,
PaCIONOKEHHBIM Ha XpoMocoMe 17q11.2, KoTopasa Koau-
pyer aToT 6€10K [6]. OH UMEET BHICOKYIO TICHETPAHTHOCTb,
449aCTOTA MyTauuy (Hacaen0Banu ) rena NF 110 JIMHUU OTLA
pgocruraet 80%. [IpuMepHO MOJOBHUHA MYTallUA IPOUCXOJAT
de novo (T.e. BHOBbB) Y NAIIUEHTOB 6€3 CEMENHOIO AHAMHE3A.

V moToMCTBa 6OIBHOTO YEIOBEKA €CTh 50% PUCK yHAC-
JIEAOBATh U3MEHEHHBIN reH NF1 [7]. lna cemert ¢ HacIen0-
BAHHOM MyTanueit HabII0AeTCs MONIHAA IEHETPAHTHOCTD
(T.€. IPU3HAK NPOABJIAETCA Y BCEX JIIOAEH ), IPU 3TOM, O/IHA-
KO, KIMHUYECKUE TIPOSABJIEHUSA Y YIEHOB CEMbU MOT'YT 3Ha-
YUTEJIBHO Pa3nndaTbcA [8]. Hago oTMETHTD, YTO I'€H, CBA-
3aHHbIN ¢ HO1, 6601 uaeHTudUnuposad 8 1990 1., 1 OH 4B-
JIAETCA OJIHUM M3 KPYNHENIIMX I'€HOB B TEHOME YEIOBEKA,
oxsarbisaonium 280 kbp THK [9].

Juarno3 HO1 yaie BCEro CTaBUTCS HAa OCHOBAHUU KJIH-
HUYECKUX JAaHHBIX. [IpY 3TOM CUMIITOMBI y HaliueHTOB HD 1
MOTYT Pa3JIMYaTbCA, IPUYEM HEPEJKO OUYEHD CYHIECTBEHHO,
TIO3TOMY CBOEBPEMEHHO ITOCTABUTH TOYHBIM JIMATHO3 B PAsIE
caydaes TPyAHoO. Hanpumep, KIIMHUYECKAH JIMAaIrHO3 MOKET
OBITD 3aI10/I03PEH OYEHb PAHO — €IIE BO MJIA/ICHYECTBE, HO
OCHOBHBIE IPU3HAKU MOTYT IIPOSABUTHCA B OOJIEE CTAPIIEM
Bozpacre. Tak, Tonbko K 20 rogam narueHTel ¢ HO1 coot-
BETCTBOBAJIM BCEM JUATHOCTUYECKUM KPUTEPHUAM, 4 K BO3Pa-
CTy B 1 TOZl — TOJIBKO y TPETU U3 HUX ObUI OTMEYEH OfIUH [1].

HeilpodubpoMbl ABIAIOTCA Haubojee pacrnpocTpa-
HEHHBIM TUIIOM onyxosned HP1 (Mopdosornyecku oHu
HEOTIIMYUMBI OT CIIOPAANUYECKUX ONYXOJIEH U B HEKOTO-
PBIX CJIy4asAX MOTYT JOCTUIAThb TMI'AHTCKUX PAa3MEPOB).
MHOKeCTBEHHbBIE U 6€360JI€3HEHHbIE, OHU OTMEYAIOTCS
npuMepHo y 60—70% ManueHToB B PA3TUIHBIX YIaCTKAX
TeJd, NOCTENEHHO 3d4XBAThIBAsA BCE HOBbIE 001aCTU (Ha
KOXe€ €U, pyK U T.1.) (puc. 1, 2). OHU MOTYT OBITH KOX-
HBIMHU (IATHUCTBIMH, Y37I0BATBIMU UIX GJIAMIKOOOPA3HBI-

A.D. Babyuixun, I'.P. Caumosa

MH), KaK IIPABUJIO, PA3BUBAIONIMMUCA B [IO3/IHEM JIETCTBE
U YUCJAEHHO YBEJUYUBAIOIIMMUCA BO B3POCIOM BO3PaC-
TE, WM, YTO HAOIIOJAETCA PEXE, BHYTPEHHUMHU, HAXO/4-
MIMMUCH B INTyOOKUX MATKUX TKaHAX [2]. PU6pOMaTO3HBIE
Y3JIBI MOT'YT BO3HUKATD HE TOJABKO IO BCEMY TEJIY, BK/IIO-
4yas NepUoOpPOUTAIbHBIE, 3a0PIOMMUHHBIE 00JIACTH, JKEIIY-
jouno-kumevyneli Tpakr (OKKT) u cpepocrenue, HO U
MOPaAXaTh I'OJTOBHOU MO3I (Y4TO BBI3BIBACT COOTBETCTBY-
IOINYIO, ICUXOHEBPOJIOTUYECKYIO CUMIITOMATUKY ) M CITMH-
HOM (0OyCIaBIUBAET KOCTHBIE Hapymenus) [4]. UMenno
BHYTPEHHHE IUIeKCU(pOpMHbIEe Heldpodpubpomsl (TTHD)
xapakrepusl g HP1, 4Bi1AsaCh TATOIrHOMOHUYHBIM IIPU-
3HAKOM 326071€eBanuA. OHU PA3BUBAIOTCA B JETCTBE U ObI-
CTPO Pa3pacTaloTCsd, BOBIEKAA HECKOJIBKO IIYYKOB JIMOO
BETBEM HEPBA WJIM CIJIETEHUA M OKA3bIBAA IIPU 3TOM HeE-
TaTUBHOE BO3JAENCTBUE HA COCEJHUE CTPYKTYpHL. Camoe
BAXXHOE, YTO OHU UMEIOT IMOBBIIIECHHBIN PUCK TPAHCHOP-
MaIlMH B 3JI0KA4YECTBEHHBIE OITYXOJIHU 000JI0U€EK nepude-
PHUUYECKUX HEPBOB — AI'PECCHUBHBIE BEPETEHOKIETOYHDBIE
capkoMbl [10]. DTO U ABIAETCA CAMOHN PACHPOCTPAHEH-
HOW NPUYUHON CMEPTHOCTHU Yy nanuenTos ¢ HP 1. Hecmo-
TPsA HA PAJUKAIBHOE UCCEYEHUE C IMUPOKUM XUPypIrude-
CKHM JOCTYIIOM M ITOCHEAYIOIMM XUMHOJIYIEBBIM JIede-
HMEM, 5-JIETHSA BBKMBAEMOCTD IALIMEHTOB C CAPKOMAMU
OCTAETCS HU3KOU U3-32 YACTBIX PELIUJUBOB U METACTA30B
B JIETKUX U KOCTAX [2].

JleueHne HEUPOPUOPOM — XUPYPIUUECKOE U JTA3EPHOE.
JloCTaTOYHO O6IMPHOE XUPyprudeckoe ypanenue ITHD co-
MIPSZKEHO CO 3HAYUTEILHBIMU PUCKAMU (HAIIpUMED, KPOBOT-
€UCHUA U T.JI.) U YBEUBSAMHU, K TOMY K€ IOBTOPHBIA POCT IO-
CJI€ yAaJIEHUs OITYXOJIU HE ABJIAETCA PEJKOCTBIO. B HEKOTO-
PBIX K€ CIIy9asax Xupyprudeckoe yaanenue [TH® npocro He-
BO3MOKHO BCJIEJICTBUE UX TOTAJBHOI'O PACHPOCTPAHEHUSA
(puc. 3). IlpuMeHEHNE MEAUKAMEHTO3HOH TEPANINH, B 4ACT-
HOCTH, TAPTETHOMN Tepanuu (T.€. IPENapaToB, OJIOKUPYIO-
MIUX POCT U PACIPOCTPAHEHUE OIYXOJIH, KOTOPbIE ITPUME-
HSIIOTCSI JI7IS1 JICYEHUSI OHKOJIOTMYECKUX 32007I€BAHNN) YIy4-

Puc. 1. Helipopnbpombl 1 nATHa LiBeTa «Kote C MONOKOMY Ha Liee Y 47-neT-
Heit naumeHTkn ¢ HO 1-ro tuna (cobeTBeHHOE HabnoaeHue)

Fig. 1. Neurofibromas and coffee-with-milk spots on the neck of a 47-year-
old patient with NF type 1 (own observation)

Puc. 2. Helipombpombl 1 nATHa LBeTa «Kode c MONIOKOM» Ha Tene'y 47-neT-
Hei nayuentkn ¢ HO 1-ro Tuna (coberBeHHoe HabnoaeHue)

Fig. 2. Neurofibromas and coffee-with-milk spots on the body of a 47-year-
old patient with NF type 1 (own observation)
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HIAE€T KAYE€CTBO )KU3HHU MAIUEHTOB, OCOOEHHO C CUMIITOMA-
TUYECKUMU HeonepabwibHbiMu [THO [11, 12].

Jpyrum gacTeiM npuszHakom HP 1 aBiaioTca Jo6poKave-
CTBEHHBIE KOPUYHEBO-OEKEBBIE MUTMEHTUPOBAHHBIE HOBO-
06pa30BaAHUSA B BU/IC ISITEH «KO(ME C MOJIOKOM» (I'MIIEPITUT-
MeHTauA 6232IbHOTO AMNUEPMUCA C IPUCYTCTBUEM MAKPO-
MEJIAHOCOM), KOTOPBIE MOI'YT BCTPEYATHCA B JIIOOOHU 06s1a-
CTHU TeJIA (XOTS OHU HECIELU(DUYHBL, T.K. MOT'YT HAO/II0/1aTh-
€A IPH APYTUX CUHAPOMAX — KAPJAMKOBOCTH Cubsepa Pac-
cena,Jlernyca u ap.). Kak npasuio, K 1 rogy moyTn y BCex Jie-
rert ¢ HP1 (y 78-99%) auarnocrupyercs 6 win 6oee mMa-
KyJI [IBE€TA «KO(E C MOJIOKOM» pa3zMepoM 6osiee 5 MM (Tipe-
yGepTaTHbIE KPDUTEPUH B COOTBETCTBUU C NPUHATHIMU Ha-
LIMOHAIbHBIM HHCTUTYTOM 3/1paBOOXpaHenus). MHoraa pe-
OyeTcs NX KOCMETUYECKOE JIEYEHUE, HO MTOCJIE, HAIIPUMED,
JIA3EPHON TEPAMHU IJIA AETUTMEHTAIIMN YACTBI PEIIAUBDI
MMUIMEHTAILINN YK€ B TeUeHUE nonyroja [1, 10].

[TnrMEeHTHBIE IATHA B ITAXY U IO/ MBIIIKAMU (91%) ABIA-
IOTCA €IIle OJHUM XaPaAKTEPHBIM cuMnTOMOM HD 1, npuyem
y OOJBIIUHCTBA MAIUEHTOB OHU MOABIAIOTCA TOJIBKO MIPU-
MEPHO K 7 rofiam [1].

V gerent ¢ HO1 cymecTBEHHO NOBBIIEH PUCK PA3BUTHS
CKEJIETHO-MBIIMICYHbIX HAPYIIEHUH, HAIPUMED, JAOBOJb-
HO 4aCTO JIMATHOCTUPYIOTCS PA3JIMYHbIE AaHOMAJIMU CKEJIe-
T4, BKJIIOUAs CKOJIMO3, OCTEOTIEHUIO WA BPOXK/IEHHYIO JIUC-
IJ1a3UI0 O0/bIIe6EePIIOBON KOCTU (IIPU HATUYHUU KOCTHBIX
geopMaui U CKONMMO3d IPUMEHAIOTCA OPTONEANYECKAE
onepanun). Kpome Toro, Muorue nanueHTs ¢ HO1 HEBBI-
COKOI'O pOCTa, € TeJAMU HOPMA/IbHOM NPONOPLUH, 4 PUCK
[IEPEJIOMOB y JIETEI U B3POCIBIX — B 3—5 pasa Bhille [13,
14]. Heo6xX0 MO TaKKE€ OTMETUTh, UTO PaA6OMUOCAPKO-
Ma — 3/I0Ka4ECTBEHHAs OIyXOJIb, IPOUCXOJAILAA U3 CKEJIET-
HOM (IIOIIEPEYHONOIOCATOM) MBI, y TALUUEHTOB ¢ HP1
Habmogaercsa B 20 pas yale, 94eM y HaCEJIeHN B LIEJIOM [2].
ITpuyeM padoMHUOCAPKOMBL MOT'YT BO3HUKATD B JIIOOOM Me-
CTE C IPEUMYLIECTBEHHBIM IIPE06I/IaHUEM B TKAHAX MOYE-
BOTO ITy3bIPA M IIPEJCTATEIbHON Kee3nl [15].

JKKT Taxske MOXET ObITh TOPAKEH HENPODUOPOMAMHU U
OIYXOJIIMH O60JIOYEK NEPUPEPUIECKUX HEPBOB, AHAJIOI' Y-
HO APYIUM y49acTKaM Tena. [Ipuuem onyxonu JKKT He ABis-
IOTCS PEJKUM ABJICHUEM y TanueHTOB ¢ HD1 1 BCTpeyaror-
¢l B 25% Ci1ydaes, HO B OOJIBIIMHCTBE CJIy4deB IPOTEKAIOT
6ECCUMITTOMHO U JIOGPOKAYECTBEHHO [10].

VeranosneHo, uto gety ¢ HP 1 Taxske MMEIoT peipacio-
JIOKEHHOCTD K 3JI0Ka4€CTBEHHBIM HOBOOOPA30BAHUAM, Ha-
IIpUMEpP, KPOBETBOPHOMU CUCTEMBI, OCOOEHHO MHUETIONU/IHO-
ro nerKosa [17]. Bapocnpie nanuenTts ¢ HO1 noaBep:KeHbI
TAKKE IOBBINIEHHOMY PUCKY PA3BUTHSA PAKa MOJIOYHOM XKe-
JIE€3bl, OCOOEHHO 3TO KACAETCS JKEHIUH /10 50 yieT. HakoHerr,
XOTS M PEAKUM SABIEHUEM ABJIAETCA PA3BUTUE (DEOXPOMOLIU-
TOMBI HAZINIOYEYHHUKOB, KOTOPAsd HAGIIOJAETCA Yy MALIMEHTOB
¢ H®1 yvame, uem B 00ment nonynanuu [2, 18].

Knmuanueckue npossiaenus HP 1 CXOIHbBI C CHHAPOMAMH
IMertiia—Erepca, Jloxbe—XyHuukepa, Pycanka6a—Miope—
Cmurta, bannasna—3ouHanbl, LEOPARD, HO2 u nunomarto-
3aMHU, TO3TOMY JUIA NOATBEPKIEHUA JUATHO32 OOJIE3HU BAXK-
HEHNIIUM KPUTEPHUEM SABIAETCS BBIABIEHUE IT€HHOU MyTAIIUH
METO/IOM CEKBEHUPOBAHUA [19)].

Hekoropsie nposisienus HP 1 3aTparusaior 1y1a3, opou-
Ty U IPU/IATKH, ITIO3TOMY O(TAIBMOIOTHYECKOE O6CIIEN0BA-
HME UTPAET BAXKHYIO POJIb B JUATHOCTUKE U JIEYEHUH MTAI[1-

Puc. 3. MoscemectHoe pacnpocTpaHenune M®H Ha Tene y nauventa 72 net
(H® 1-ro Tvna amarxoctuposaH ¢ 14-neTHero Bo3pacra)

Fig. 3. Widespread PFN on the body of a 72-year-old patient (type | NF was
diagnosed at the age of 14)

€HTOB C JaHHbIM 3a60neBanueM [20]. ITTH® npu HP1 o6br4-
HO IMArHOCTUPYIOTCA B IETCTBE U MOT'YT OBICTPO PACTH B TE-
yeHue 31oro nepuoja. ¥ 10-20% nauuentos I[TH® 3arpa-
I'MBA€T OPOUTATBHO-IIEPUOPOUTAIBHYIO OONIACTh U MOXKET
BBI3BIBATH IIPOOJIEMBL CO 3PEHUEM, BKIIOYAS IITO3, IVIAYKO-
My, IOTEPIO 3PEHUA U3-32 AMOIMONUH (JENPUBALIMOHHOIL,
CTPAGU3MHUYECKON UIH PEPPAKLIMOHHOI), CIABICHUE 3PU-
TEJIBHOTO HEPBA WX KEPATOMATHIO [21]. KOHEUHO e, KIn-
HUYECKAA KAPTUHA IIPEUMYIIECTBEHHO 3aBUCUT OT JIOKAJIN-
3a1IUU U pa3zMepa (pexe — OT Yrciia) HeHpopubpoMaTos-
HBIX Y3JIOB B TKAHAX IVIA3HOTO A6/I0KA U €TI0 IPUATKAX, OP-
oure. Hanpumep, Npu JIOKAIU3ALUHU UX B TIOJIOCTH YEPEIA
MOJKET BO3HHUKHYTDb ITAPE3 OTBOAAIIETO HEPBA, NAPATHUTH-
YECKOE KOCOIIA3MUE U 3ACTOUHBIN JIMCK 3PUTEILHOTO HEPBA.

Co croponsl oprana 3peHus npu HO 1 BU3yanbHO y3eIKu
OTMEUAIOTCS B 00/1ACTH BEK, KOH'bIOHKTUBBI, CKJIEPBL, HO HAU-
00J1€€ 4ACTO BCTPEYAIOTCA HEOOIBIINE, YACTO MHOKECTBEH-
HBIE MEJIAHOLIUTAPHBIE OOPA30BAHMA B PAJYKHOM OO0JIOUKE,
M3BECTHBIE KAK y3€JIKH JInma (Ha3BaHbl B YECTb aBCTPHUIICKO-
ro o TaIbMOJIOTA, ONIUCABIIETO UX B 1937 1.). IIpuueMm y ae-
TE OHU BCTPeUaloTcs 6osee yeM B 50% cirydaes, 4y B3pOC-
JIBIX MalueHTOB — B 90% [20, 22-24]. Hepeanko oHU ObIBa-
10T CBA3AHBI C IOPAKEHUEM XOPHUOUJIEU — €€ TAMAPTOMOM
(BPOXIEHHBIM Y3JIOBBIM JOOPOKAYECTBEHHBIM OITyXOJI€e-
BU/IHBIM OOPA30BAHUEM, MIPE/ICTABIAIONIUM COOOH TKaHE-
BYIO AHOMAJIMIO PA3BUTHA). HaZio OTMETHTD, YTO OTAE/IbHBIC
HUCCIEAOBATENHN [25], HAIPOTUB, HAXOAAT y3eaKu JInma pej-
kuM sipnennem npu HP 1. Tak, 1o UX onyGIMKOBAHHBIM JJaH-
HBIM, HU Y OJHOI'O U3 72 MAaLIMEHTOB IIPU OCMOTPE 7143 HE
OBIJIO BBIABJIEHO Y3€JIKOB JIMIIA B PafyKHOU OOOIOUYKE, IPU-
4eM HE3ABUCHUMO OT BO3PACTA MAIIMEHTOB.

Ecii Hajnuuue y3elIKOB PAaJyKKUA IIPOTEKAET OECCUM-
IITOMHO, TO IPU HAUOOJIEE YACTO BCTPEYAIOMIECHUC TTIHO-
Me (4alle BCEro 3PUTENBHOIO HEPBA UK CTBOJIA TOJIOBHO-

TOYKA 3PEHNA. BOCTOK - 3AMA/ - POINT OF VIEW. EAST - WEST- Ne 3 - 2025 81



0B30PbI JIUTEPATYPbI
LITERATURE REVIEWS

o MO3ra), a nanueHTel ¢ HO1 nopsepraioTcs MOBLIIEHHO-
MY PUCKY UX Pa3BUTHSL, BCET/IA OCTAETCSA ONTACHOCTb HEOOPA-
THMOWM OTEPH 3peHus [22, 26—28]. [IpopacTaHHE IIHOMBbI
B IOJIOCTb Y€EPENA U IIPHA BOBJIEYEHNUH 3PUTEILHOTO IEpe-
KpecTa (peke TUITOTAIAMYCA) M JATbHEHIIEE PACIIPOCTPA-
HEHHUE OIYXOJIA 34 NIPEJAEIbl XUa3Mbl YXY/JIIAET IIPOrHO3
quoad vitam — NpoI0/LKUTENBHOCTH KU3HU [29]. Ocoben-
HO 3TO KACAETCs JIUL )KEHCKOT O 1oJ1a. HanmpuMep, IoKa3aHo,
YTO JKCHIIMHBI C ONITUYECKOU ITIMOMOI, CBA3aHHOI ¢ HD1,
B 2 pa3a 4aie MoABEPTaAJIMCh MATHUTHO-PE3OHAHCHON TO-
Morpaduu mosra (MPT) u B 3 paza vale HYX/JAIUCh B JIe-
YEHUU 110 IPUYMHE CHIKCHUA 3PEHUSA, YEM MYKIMHEI [30].
CHMKEHME OCTPOTHI 3PEHUSA IPOUCXOJUT IIPHUMEPHO Y
4YeTBEPTH NanyeHToB ¢ HP, pazsurue Kocornasud — B 8%
CJIy4a€B, ITO3a — B 5,8% [22]. XOTA HaJJO CKA34Th, YTO INIMOMA
3puTeNbHOrO HEepBa npu HP 1 (munonurapHas aCTPOLUTO-
Ma), OCHOBHAS IPUYMHA YXYAIICHUA 3PUTEIBHBIX (DYHKITUN,
KOTOpasd BCTpevaeTcay 15—23% mannuenToB, PA3BUBACTCA B
BO3PACTE CEMU JIET, UMEET BAJIOTEKYIIUI XapAKTEP POCTA U
HUBKYIO CTEIIEHD 3JI0KAYE€CTBEHHOCTH [17].
HurpaopburanbHas popma HP1 penko passubaercs 6€3
CHCTEMHOTO HEMPO(hUOPOMATO3a U MOUYTH BCEI/la ObIBAET
OJJHOCTOPOHHEN (ONUCAHBI EAMHUYHBIC CITy9au ABYCTOPOH-
HEro nopaxkeHus). M301upoBaHHAs OpOUTATBHAS HEHPO-
pubpoma — MEAIEHHO IPOIPECCUPYIONTAL OITYX0JIb, KOTO-
pas cocrapiageT MeHee 1% OT BCeX MOPAKCHUM IVIA3HUILbL.
OO6BIYHO OHA NPOSIBIAECTCA HA 2—5-M JECATKE XKU3HU IK30-
(PTanTbMOM, OTEKOM, MAPE3OM WX MAPAINIEM IKCTPAOKY-
JIIPHBIX MBIIIL, YXYALIECHUEM 3DEHUSA, ITO30M, AUILIONHEH
u,/uam 601bl0 [31, 32]. Takas opbUTaIbHAS OIyXOJIb MEJJIEH-
HO PaCTET, HO CO BDEMEHEM, BCJIEJCTBUE YBETUYEHUS CBOE-
o 06'b€Md, MOKET BBI3BATH IPOI'PECCUPYIOIIEE BHIIAYNBA-
HHE IT1A3HOTO A0I0KA (3K30(DTAIBM), BU3YAJIbHBIE U3MEHE-
HUS, BIUIOTD 10 CJIENOTHI, BO3JEUCTBOBATD HA YYBCTBUTEb-
HBIC HEPBBI TPOMHUYHOTO Hepsa. KOHEUHO, B 3TOM Cityuae

Puc. 4. Y3enku Jluwa y naumenTa, 72 neT Ha NOBePXHOCTMU pagykKu npu HO
1-ro Tvna (cobcTBEHHOE HabnoaeHue)

Fig. 4. Lish nodules in a 72-year-old patient on the surface of the iris with
NF type 1 (own observation)

A.D. Babyuixun, I'.P. Caumosa

XUPYPIUYECKOE YJAIEHUE ABIAETCS €JUHCTBEHHBIM Pa/In-
KaJIbHBIM eueHneM. Kpome Toro, HO1 opOuTsl MHOTja MO-
JKET MPOTEKATh U 6ECCUMIITOMHO, OOHAPYKUBASICh, KAK IIPa-
BIJIO, Y B3POCJIBIX, CJIYYaHO IIPH UCCIEAOBAHUH T'OJIOBBI C
[IOMOIIBIO KOMITBIOTEPHOH TOMOTrpaduu u MPT. Ho 3Hauu-
TEJILHO Yalll€ TAKOE MOPAKEHUE CONPOBOKIAAETCS KAI06a-
MU, CONIPOBOXKIAIOMIMMUCH ACUMMETPUYHON TOTEPEN 3pe-
HUA, Je(PEKTAMU [TOJIA 3PEHU, IIBETOONIPEAEIEHNS, ATPOPU-
€11 3PUTETBHOIO HEPBA, A(P(OEPEHTHBIMH A€(PEKTAMU 3PAUKA
WJIM TIPOIITO30M 6€3 HAPYIIEHUS 3peHus U 1p. [5].

JJO OTHOCUTEJIBHO HE/IABHEI'O BPEMEHU HAOIOACHUSI
32 O(PTATBMOJIOTHYECKUMU IIPOSBJICHUAMU Y AIUEHTOB C
H®1 orpaHnnymuBaarch B OCHOBHOM MOHUTOPUHI'OM 34 ITUI'-
MEHTHUPOBAHHBIMM y3€IKAMU (M3-32 CKOIIEHUA JIEH/IPUT-
HBIX MEJIAHOLUTOB) PAAY’KHOIT OO0IOUKH JIMIIA, U3BECTHBI-
MU KaK I'aMapTOMBI PA/IY’KKU — JOOPOKAYECTBEHHBIE OITyXO-
JIA Pa3MEPOM J10 2 MM (puc. 4), HUITMINEM HEHNPODUOPOMBI
BEK (puc. 5) U INIMOMBI 3pUTENBHOIO HepBa. OIHAKO JOCTHU-
JKEHMSA B OOMACTH BU3YaIU3ALUN (ONTHYECKASA KOTE€PEHT-
Hag Tomorpadusa (OKT), B T.4. ¢ aHruorpauen CeT4aTKH,
ynayc-kamepa, THPPAKPACHAST KOH(POKATBHAS CEJICKTUB-
Hasl Ja3epHasA OPTATBMOCKOIHS) ITO3BOJIWIN UCCIEA0BATh
1 OIMCATh HOBBIC JAHHBIC, KACAIOMUECS TTIA3HBIX IIPOSBIIC-
HH 3TOTO 326071€BaHNs. TaK, OTTMCAHBI XOPHOW/IAIBHBIC M3-
MEHEHUA B BUJIE Y3€IKOB (y ieTer 8—14 et oHu 66U 06-
HAPYKEHBI B 63% CIIy44eB, T.€. YAIIE, YEM B PA/TYXKKE U TIOJI-
TBEPKJEHBI TUCTOTOTUYECKH ), MUKPDOCOCYUCTDIE U3MEHE-
HHA B BUJE TaK HA3bIBAEMBIX «IITOMNOPHBIX» COCYJOB HUIN
HAJINYHA U3BUIHUCTBIX PETUHAJIBHBIX COCY/IOB, 3aKAHUYUBAIO-
IIUXCA B BUJIE «KIYOOB /IbIMa» [23, 24, 33—37], peTUHaIbHAs
OKKJIIO3MOHHAs BACKYJIONATUA, CBa3anHad ¢ NF1 [38], mue-
JINHOBBIE BOJIOKHA U MAKPOAHEBPU3MBI, 4 TAKKE HEOBACKY-
JIApU3ALUA CETYATKU U AD. [39, 40]. IIpu 3TOM 6BUIO OTME-
4eHO [41], yTo y manueHToB ¢ HP1 peTuHaNIbHbBIE COCYAU-
CTBIC AHOMAJINU ABIAIOTCA XAPAKTECPHBIM IIPU3HAKOM, KO-

Puc. 5. Heiipodnubpoma B 30He pecHUYHOrO Kpas BEPXHEro BeKa J1eBoro rma-
3a 'y 47-netHeit naumeHTkn ¢ H® 1-ro TMna, HanpaBneHHOI Ha XUpypruye-
cKoe nieyeHue (cobcTBeHHOe HabnogeHwe)

Fig. 5. Neurofibroma in the area of the ciliary margin of the upper eyelid of
the left eye in a 47-year-old patient with type 1 NF who was referred for sur-
gical treatment (own observation)
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TOPBII ACCOLUMUPYETCA C OOJEE TAKEIBIM CUCTEMHBIM I1PO-
ABJIEHUEM 3300JIEBAHUA.

Kpowme Toro, npu H®1 onuceBaeTcs Takass OPTraabMo-
ratonaorus, Kak H® Bexa (0OObIYHO BEPXHETO), B YACTHOCTH,
B BU/IC JU(MPQY3HOTO YTOIIEHUA TAP3ATbHON KOHBIOHKTH-
BBI, OPOUTATBHBIN (PUOPO3 C JUCTUIA3UEH, HATIPUMED, KIIU-
HOBM/IHOH KOCTHU, OIIYXOJIEBBIM 3K30(DTAIbM, PE/IKast UHTPA-
opb6utanbHas [THO, cBAI3aHHAS C AHOMAJIBHBIM Pa3BUTHEM
OpOUTAIBHBIX KOCTEN M MUH(PAHTUIBHON ITTAYKOMOH, 4 TAK-
JK€ BPOKAECHHAA M pe(PPAKTEPHAST HEOBACKYIAPHAS ITIAYKO-
M4, BBI3BAHHAS PETUHAIBHON BA30TIPOIU(PEPATUBHON OITy-
x0Jbl0 y ietett c HP1 [23, 29, 42-44].

YT0 XKe KaCaeTCsa XOPUOUJAIBHBIX I'aMapTOM [23], TO 1C-
CIEIOBAHNUA HEKOTOPBIX ABTOPOB [ 24] CBU/ICTE/ILCTBYIOT, 4YTO
XOPUOUATIBHBIE Y3EIKH (4O OTHOCHUTENBHO HEABHETO BPE-
MEHH €Ille HEM3BECTHOE IM1a3Hoe npoasnenne HP1) nme-
10T 1K€ 60JIEE BBICOKYIO PACIIPOCTPAHEHHOCTD, YEM Y3€JI-
k1 JInmia. B 11es10M ske XOpron/jaibHble aHOMAJIUU B BU/JIE I'd-
MapTOM H y3€IKOB JIUIa Ha Pajy>KKe ObLIN IPU3HAHBI 6€C-
CUMITTOMHBIMY U XaPAKTEPHBIMU IpU3HakaMu HO1, npez-
CTABJIIIOMUMHU COO0U BAXKHBIN JU(PPEPEHITUATBHO-JTUATHO-
CTUYECKUH NPU3HAK [45—47]. TIpu 3Tom y gereit ¢ HO1 oT-
MEUEHO U3MEHEHUE XOPUOUAIBHBIX aHOMATNUH C TCUCHU-
€M BPEMEHU, B YACTHOCTH, YBEJIMUEHHUE UX KAK 110 KOJIMYe-
CTBY, TaK U IO pazMepam [48].

Jrarno3 o6bIMHO CTABUTCA HAd OCHOBAHUU CUMIITOMOB,
DPE3YIBTATOB OOCIEAOBAHMA, MEAULIMHCKOM BU3YAIN3ALIUU U
6uoncun. Xota HP 1 1narnocTupyeTcs B O0IbIMMHCTBE CITyda-
€B KJIMHIYECKU, MOJIEKY/IIPHBIN aHAJIN3 UT'PACT POJIb B CKPU-
HUHI'€ ATUIIUYHBIX (DPOPM M I'€HETUYECKOM KOHCY/IBIUPOBA-
HuK. [TaTOreHETHYECKOE METUKAMEHTO3HOE JIEYEHNE 6OJIE3-
HU PEKIMHIXAy3€Hd HA COBPEMEHHOM 3TAI€ HAXOQUTCA HA
CTANN KIMHUYECKUX UCCIIEJOBAHUI (MCIIONB3YIOTCS H6€Ba-
LIU3YHA0 — MHTUOUTOP (PAKTOPA POCTA 3HJOTENNA COCY/IOB,
3PAOTUHNO — UHTHOUTOP 3MU/IEPMATBHOIO (PaKTOPA POCTA,
UMaTUHUO U TATATUHUO — MHT'UOUTOPBI TUPO3UHKUHA3HL, CO-
padeHud — MyJBTHKMHA3HBIA UHIUOUTOP, CAIUpPa3ub — je-
PUBAT CAUIULWIOBOI KUCIOTBL, CUDOJIMMYC — IIPUPO/IHBIH aH-
TUOUOTHUK, PAITAMUIIAH UJP.) M IOBCEMECTHO HE IPUMEHSAET-
cs [49]. CnenyeT, OJHAKO, OTMETUTD TOJOKUTEIBHBIE OT3bI-
BBl O BJIMSIHUM TPAMETUHNOA (MHTHOUPYET AKTHUBHOCTb MU-
TOI'€H-AKTUBHUPYEMOU NIPOTEUHKHUHA3bl — MEK-KHHa3bl) HA
KOTHHUTHUBHBIE (PYHKIIMH y TariuenToB ¢ HP1 npu ucnons3o-
BAHUH €TO B JIEUEHUH JIETCKAX ITTMOM HU3KOH CTENEHU 3710-
KayectBeHHOCTH U [THD [50]. Kpome Toro, 66110 3a(PUKCUPO-
BAHO, YTO TPAMETUHNO MOKET YMEHBIIUTD PA3MED OITyXOJIN
Y HEKOTOPBIX MAJICHBKUX JICTCH ¢ opouTanbHOu ITHO [21].

W3 cpeacTB TApreTHOU TePANU, IPUMEHAIOMIEUCS 1S
sneuenusa HP1 3a pybexom [51-53] u Ha reppuropuun PO
€ 2021 1., HENJIOXOM PE3YJIBTAT OKA3aJI PA3BE, YTO CENYMU-
TMHUO. B HacTosAmee BpeMa OH ABIAETCA €AUHCTBEHHBIM
OAOOPEHHBIM TEPANEBTUYECKUM CPEJCTBOM I JIEYEHUSA
H®1. [IppuMeHEHUE JAHHOTO IIEPOPAIBHOTO CEIECKTUBHOI'O
nurudéuropa MEK1/2 noxazano ymenbinenne oobema ITHD,
YaCTUYHBIN (68%) U JUIUTEIbHBIN 3 deKT (56%) Teparnuu,
HO, K CO’KaJIEHUIO BBISIBUJIO TIOOGOUYHBIE 3(P(PEKTHI CO CTOPO-
HBI KOKM (OBUIM PACIIPOCTPAHEHBI KCEPO3, B T.4. CO CTOPO-
HBI I7143, TAPOHUXHUA M YTPEBBIE BBICHIIIAHNA, 4 TAKKE aHO-
MAQJIMH BOJIOC) [52, 54].

TeM HE MeHee JIeYeHNE CETYMETUHUOOM TPEOYET MH/IUBU-
JIYaJIbHBIX CTPATETMH, BKIIOYAsd XUPYPIUUECKOE BMEIIATEb-

CTBO [52]. B kauecTBe 0(PTaTBMOIOTMUECKOTO JICUEHUS IIPHME-
HSIOTCSI XUPYPTUYECKUE WJIH JIA3EPHBIE BMEITATEIBCTBA, 4 IPU
CHW)KEHHUH 3PEHMS BCICJCTBUE IVIMOMBI IPEUMYIIECTBEHHO
HUCTOJIb3YETCA XUMUOTEPAIINSA, T.K. TAKOE PACTIONIOKEHHE OITy-
XOJIA HE TTO3BOJIACT BBIIOJIHUTD OIIEPAIHIO [2, 55].

[ManuenTs! ¢ HO 1OIKHBI HAXOAUTHCA ITOJ] PETYISAPHBIM
Ha6moneHueM [7]. BolisiBieHNE OCIOKHEHUN OCHOBAHO Ha
ob11eM 06C/I€JOBAHUHN NAIIUEHTOB, BKJII0OYas OPTAIbMOJIO-
TUYECKUIT KOHTPOJIb, 4 YK€ 1€JIEBbIE KIMHUYECKUE UCCIIE-
JJOBAHUSA JJOJLKHBI IIPOBOJJUTHCA NIPH MOSBICHUN COOTBET-
CTBYIOUTUX CIENN(PUIECKUX CUMITTOMOB U IPHU3HAKOB: KOXK-
HBIX, HEBPOJIOTMYECKUX, IHJOKPUHOJOIMYECKUX, OPTOIIE-
JUYECKUX U IIP. HEOO6XOMMO YYUTHIBATD, YTO OOE300PAKU-
BAHUE JINIA U TEJIA NPUBOJAAT K COLIMATIBHBIM IIPOOIEMAM
U CHIDKEHUIO CAMOOIIEHKH. B 0653aT€IbHOM HOPAJIKE KOH-
CYJIBTAITN JJOJKHBI OBITh ITOCBSAMIEHBI OIIEHKE IICUXOMOTOP-
HOTO Pa3BUTUSA U TPYAHOCTEN B OOYYCHUN, KOTOPLIE SBJIS-
I0TCSI OOIUMHU YEPTAMH 3TOTO 3a00JIEBAHUS U CYIECTBCH-
HO BJIMSIIOT HA KAYECTBO JKU3HU pebeHKa [56].

Taxum o6pazom, HO 1 ABASIETCS OTHOCUTEIBHO PACIPO-
CTPAHEHHBIM MYJIBTHCUCTEMHBIM HACIEACTBEHHBIM 320071€-
BanueM. Cnenndudeckue oPTaabMOIOIUIECKUAE TPOBIIE-
HUS MOT'YT IIOMOYb B YCTAHOBJICHUH IMarHo34a. Hagano cum-
IITOMOB Yallle BCEI'O B MOJIOJIOM BO3PacTe OOYCIaBIUBAET
PUCK BBIPAKEHHOT'O IIPOTIPECCUPOBAHUSA 3260JICBAHUSL. DTUX
MMaIMEHTOB CJIEAYET TIATEIbHO HAOTIOAATh, IOCKOJIBKY I1O-
Ka3aTeIN BBDKUBAEMOCTH BO3POCIIN, U 3PEHUE, ECTECTBEH-
HO, CTAHOBUTCS BCE 60JIEE BAKHBIM ITO MEPE MIPOrPECCUPO-
BaHwus 3a60sneBanust. Kpome Toro, Mmuorue nposipnenus HO 1
3aTPAruBaioT I71a3 U OPOUTY, U TOITOMY O(PTAIBMOJIOT UI'Pa-
€T BAKHYIO POJIb B IMATHOCTUKE U JIEYEHUH MAIUEHTOB C
H®1. CoBepIIEeHCTBOBAHUE JUATHOCTUYECKOTO OO60PY/10BA-
HUS, B YACTHOCTH, C BU3YAJIU3ALUEI CETYATKH, IPEAOCTABU-
JIX HOBBIE JAHHBIE 06 OPTAIBMOTOTHYECKUX ITPOSABICHUAX
JJAHHOTO 3200JIEBAHMS, HO HEOOXOAMMO JJAJIbHEHITIEE U3yde-
HUE JAHHON NATOJIOTUH. C ITOABJIECHUEM TAPIE€THOM TEPAIUU
MOSIBUWICS A7IBTEPHATHUBHBIIN TO/IXO/T K JICUEHUIO CUMIITOMA-
TUYECKUX HeonepadenpbHbIx [THD.
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