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Resolutions

e Mapeesa IOmua MuxaiiioBHa — KaHoudam meOuyuHckux Hayk, epau-demckuil onxonroe PIBY «HMHUI] JITOU um. JImumpus
Poeauesar», yuacmuuk Hay4Ho-uccredogamenvcko2o npoekma «Hacreocmeennvie onyxonesvie cunopomol y demeii: OuazHOCMuUKd, me-
JuK0-2eHemu4eckoe KOHCYAbMUPOBAHUe U NCUXON02UMECKOE CONPOBONCOCHUE».

° Mopnosuesa Beponnka BrnagumupoBHa — doxmop meduyuHckux Hayk, npogeccop Kagheopsl KONUCHbIX U GeHepuveckux bone3nell
¢ kypcom Kocmemono2uu Meduyuncko2o uncmumyma HenpepoieHo2o oopazosarus PIHOY BO « MI'YIIII», unen Dxcnepmuozo cosema
000 «Jlabopamopus Temomecm», nouemnoiii uren Ppanuy3cKoeo HAYHHO20 00UECMEa 0ePMAMON0208 U 6EHEePON0208.
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e HaymoBa Anekcannpa CepreeBHa — Kanouoam meOuyuHcKux HayK, 3asedyouias Llenmpom amoyramopnoii onKoso2u4eckoii nomo-
wu I'bY3 «Mopozosckas demckas eopodckas KauHuveckas boavHuya lenapmamenma 30pasooxpanenus e. Mockewrs, epau 1-ii keéa-
AUDUKAUUOHHOU Kamezopuu, YneH Accoyuayuu onkono206 Poccuu, HayuonaivHo2o obujecmea 0emckux eemamono2o8 u 0HK0/10208,
Poccuiickoeo obuecmsa kaunuueckoil onkonoeuu, ESMO (Esponeiickoe obuecmeo meOuyuHcKoll OHK0A0UU).

e Crpesbnnkos Baamuvup Bukroposuy — doxmop 6uonoeuueckux nayk, doyenm, sasedyiouiui aabopamopueii snueenemuxu OIrbHY
«MTHII um. akao. H.II. boukosa», npogeccop kaghedpwr obuieit u meouyurnckoii cenemuxu PLAOY BO «PHUMY um. H.U. ITupozosa»

Mun3zdpasa Poccuu.

e XecrtaHoB Jlenuc bopucoBuu — xandudoam meouyuHcKux Hayk, 8pau-0emcKuil xupype, cmapuiuti Hayunsii compyonux HUU oem-
ckoti onxonoeuu u cemamonozuu DI'BY «HMHUI] onkonoeuu um. H.H. Baoxuna» Munzopasa Poccuu.

e Yucronpynosa AunHa VIropeBHa — yupedumens u dupexmop Mejcpeeuonanvhoil 00uecmeentoll 0peanu3ayuy coo0eiicmaus RoMouuU

nayuenmam ¢ Hetipoguopomamozom «22/17».

XapakTepucTHKa mieKcu(opMHbIX Helipodudpom

Iekcudopmuas Heiipodhundpoma (ITHD) — mobpo-
KauyeCcTBEHHas OIyXOoJib NepudepryecKoil HepBHOM CUCTe-
Mbl. JlaHHAs OIMyXOJIb SBISETCS HETUITMYHBIM TMCTOJIOTU-
YECKUM BapUaHTOM HeUpodUOPOMBI, XapaKTepU3yeTCs
KPYITHBIMU pazmMepaMu U Auddy3HbIM POCTOM C BOBJIEYE-
HUEM HEPBHBIX y3JIOB, CIUIETCHUI U BETBEH, YaCTO BBIXOIS
3a Mpeesibl SIMMHEBPYS B OKpyKarolye TKaHu [ 1, 2].

Jns naHHBIX omyxosiell XapakTepHa MaHUdecTauus
B paHHEM BO3pacTe: B psifie ClyyaeB HOBOOOpPa30BaHUS
MPUCYTCTBYIOT € poxaeHus [3].

IMTH® moryT umeTh JIT00YIO JTOKATU3aIHIo, 32 NCKITIO-
YEHUEM TOJIOBHOTO U CUHHOTrO Mosra. IIpu mHTpakpa-
HUAJIBHOW JIOKaMW3alMK, a TaKKe TMpU JOKTU3ALUU
B TPYAHOW WIM OPIOIIHON IMOJOCTU OIyXOJb YacTO He
yIaeTcs BBISIBUTH MPU KIMHUYECKOM OCMOTpPE U HeoO-
XOJMMO TMPOBEICHUE WHCTPYMEHTAIbHOU MUATHOCTUKU
(Yyn1pTpa3ByKOBOE HCCIIEOBAHUE, KOMITBIOTEpHAsT TOMO-
rpadusi, MAaTHUTHO-PEe30HaHCHAast Tomorpadus) [4].

Pa3mep u Tokanu3anus omyxosu ONpeaesIsiioT TSKECThb
KJIMHUYECKUX MposiBiaeHUIi. OmyxoJn 60JIbIIOro pa3Mepa
MOTYT TIPUBOJUTH K YTONIICHUIO U AedopMallui HepBa,
YTO OKa3bIBaeT BJUSHUE Ha CTPYKTYpy OIM3jIexKaIIUX
KocTelt, Koxku 1 Mbrnir. Hepenko ITH® mpuBomdT K pas-
BUTUIO CWIBHOIO OOJIEBOTO CHUHAPOMA, OTPaAaHUYECHUIO
MOJBWXKHOCTH, TIOTEpe 3peHus U ciiyxa. Takxke JaHHbIE
OITyXOJIU MOTYT OKa3bIBaThb KOMIIPECCUOHHOE BO3JEH-
CTBUE Ha OJM3JIeXallue OpraHbl, Hapyllas UX HOpMaJlb-
Hyto dyHKLMIO [5—7].

BonpmacTBO [TH® sBNSIIOTCST TOOpOKAUYeCTBEHHBI-
MM, OJHAKO JaHHbIE HOBOOOPA30BaHUS UMEIOT IMOTEH-
uana K TpaHcdopmauuu B 3710KAYECTBEHHYIO OMYXOJb
obosnouek nepudepuueckux HepBoB (3OO0ITH). Kak npa-
BWJIO, TIpolecc TpaHChOpMallMK MPOUCXOIUT B HEOOJIb-
moit yact [TH® u quarHocTrpyeTcst TO3AHO. ACCOITUM-
poBaHHbIe ¢ HelipodudpomaToszom I Tuma (NF1) 300TTH
XapaKTepU3ylTCsd IJIOXUM IMPOTHO30M BBDKMBAEMOCTH,
KakK BCJEICTBME HenocTaTka 3(M@EKTUBHBIX METOIOB
JIEYEHUSI 3JIOKAYECTBEHHOW CapKOMbI MSTKUX TKaHEW
B LIEJIOM, TaK W MO MpUYMHE MO3AHe 1uarHocTuku |8, 9].

Tak kak [TH® sBasAiOTCS MaTOTHOMOHWYHBIM TIPU-
3HakoM NF1 — 3a0osieBaHMs, BXOJSIIETO B TPYIINY HEM-
poduOpPOMaTO30B, JieueHWe MaHHBIX OIyXoJeil HeoOXo-
IUMO paccMaTpuBaTh B paMKax KOMIUIEKCHOTO MOJIXOIa
Teparuu 3TOro 3a00JIeBaHUSI.

OO0mas xapakTepucTHKa HelipohuopoMaTo30B

Hetipoubpomaro3sl — rpymmna HacJeICTBEHHBIX
MOHOTEHHBIX 3a00JIeBaHUI C ayTOCOMHO-AOMUHAHTHBIM
TUIIOM HACJENOBAaHUSI U TOJHOU TMEHEeTPAaHTHOCTHIO.
O0mMM KJIMHUYECKUM TpPOSIBIECHUEM Helipodudpoma-
TO30B SIBJIsSIETCST (POPMUPOBAHUE MHOXECTBEHHBIX OITyX0-
JIel B TKaHSIX HEWPOIKTOAEPMATbHOTO MPOUCXOXKICHUS.
B Hacrosee Bpemst rpyrnna oObeaAuHSIET 3 HO30J0TUMH,
UMEIOIME DPA3IMYHYl0 TeHeTuuyeckyto mnpupoay: NFI1,
Helipopudpomaro3d II tuna (NF2) u mBaHHOMAaTO3.
HecMoTpss Ha 4YacTUYHO mepeceKaromuiics GeHOTHUI
MalUeHTOB, 3a00JIeBaHUS PA3JIMYHBI IO CMIEKTPY KJIUHU-
YECKMX MPOSIBICHUIA, BO3pacTy MaHU(ECTAlINU, TIKECTU
TEUEHUS U MPOrHO3Yy KadyecTBa Xu3Hu [10].

NF1 (OMIM #162200) — onHo 13 HauboJjiee pacipo-
CTpaHEHHBIX HACJEACTBEHHBIX 3a00JI€BaHUIl 4YesOBEKa,
XapaKTepU3yeTcsl HaJIWYUEM TUMEPIUTMEHTUPOBAHHBIX
MSATEH Ha KOXEe W Pa3BUTMEM MHOXECTBEHHBIX KOX-
HBIX W TMOIKOXHBIX HEHpodUOPOM, HECKOJBbKO pexe
y TanueHToB HaOmogatorcs [TH®, rmmombl 3puTenb-
HBIX HEPBOB, aHOMAJIMU KOCTHOW CHCTEMBbI, TaMapTOMBbI
panyXHOi OOOJIOUKM Iia3a, BECHYIIYaTOCTb B MOIMBI-
IIEYHOI U MaxoBOW 00JaCTX, 3aAePXKKHU ICUXOPEUEBOTO
U TICUXOMOTOpHOro pa3BuTus. Kak npasuio, 3aboseBa-
HUe MaHU(ECTUPYET B paHHEM BO3pacTe U MPOrpeccupy-
eT B npouecce xu3Hu. NF1 acconunpoBaH ¢ MyTaliusiMu
Brede NFI[3, 10, 11].

Taxxe NF1 sBnsercd 4acTbl0o MUKPOIEICLHIMOHHOTO
cuHapoma 17q11.2 (OMIM #613675). JJaHHBIA CUHAPOM
BbI3BaH TUIIOBON pdeneuMeii, 3axBarbiBatolieinr 1.4 MO
reHomHolt JTHK, B KoTopyio Hapsay ¢ ApYrMMU T€HaMU
nonagaet reH NF1. J1jisi mallMeHTOB C MUKPOAEICIUOHHBIM
cuHapomoMm 17ql1.2 xapaktepeH OoJjiee TsKeblid (heHo-
THII, Yallle aCCOLMMPOBaHHbIN ¢ pazBuTrem [THD [12].

[TatorHOMOHMYHBIM ~ mpu3HakoM NF2 (OMIM
#101000) siBisieTcs pa3BUTUE ABYCTOPOHHUX BECTUOYJISIP-
HBIX IIBaHHOM. Tak:ke y MalMeHTOB HAOMI0JAI0TCS APYTUE
omyxonu mnepudepudeckoi (IIBaHHOMBI, Heilpoduopo-
MbI) U LIECHTPAJIbHOI (MEHUHTUOMBI, TJTUOMBI, TJTMOOIaCTO-
MbI) HepBHBIX cucTeM. B omiuurie ot NF1 manudectupyer
B 3peJIOM BO3pacTe. DTUOJOTUYECKUM (PAKTOPOM pa3BUTHUS
NF?2 asnstorcst mytaiuu B rene NF2[10, 13].

[lIBanHOMaTO3 — HauboJiee peakoe 3a0o0JieBaHUE U3
TpyNIbl HepoduOpPOMaToO30B, XapaKTepU3yeTcs IO3/-
Hell MaHudecTauueil W pa3BUTUEM MHOXECTBEHHBIX
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IIBAaHHOM TI0 XoAy mepudepudyeckux HepBoB. KimHuue-
cku ornnvaetca or NF2 orcyTcTBMEM BeCTHUOYIISIPHBIX
mBaHHOM. [eHeTWYecKu BBIACHSIIOT 2 TUIA IIBAHHOMA-
to3a: SWNTSI, accounmnpoBaHHBIN C MyTallUsSIMU B T€HE
SMARCB1 (OMIM #162091), u SWNTS2, accouuupo-
BaHHBIA ¢ MyTauusmu B reHe LZTRI (OMIM #615670).
[IpumeyarebHO, YTO Y MALMEHTOB C MyTallMeil B IeHe
LZTR]I otMeuaetcst 0ojiee BbIpakKeHHBII 00JEBOIl CUH-
npowm [10, 14].

DnuaeMHoJIoTHS W 3THONATOreHe3 HeiipodudopomMaTo3a
I Tuma

NF1 (6onesnr ¢doH PexkiauHrxayseHa) BcTpedaeTcs
B monyasiuu ¢ yactoroir 1 Ha 3000 HOBOPOXIEHHBIX,
SIBJIISICH OMHUM M3 HauboJee pacrpoCTpaHEHHBIX TeHe-
TUYECKUX 3a00JIeBaHUII C OITyXOJIEBBIM CHHIPOMOM.
[Momo6HO Apyrum HelipodudpomMaTo3aM, JTaHHOE 3a00Jie-
BaHUE XapaKTePU3YeTCsI ayTOCOMHO-TOMUHAHTHBIM TUTIOM
HacjeIOBaHUS U TOJIHOM TTeHeTpaHTHOCTHIO [3, 10].

OTtronornyeckuM pakropom passutus NF1 aBiagercsa
moBpexaeHue reHa NFI, mpuBojsiinee K CHUXKCHUIO WIN
yTparte GYHKIMU 3KCIIPECCUPYEMOTOo OHKOCYIIPECcCcop-
Horo Oenka Heiipodubpomuna. Ien NFI xapTupoBaH Ha
17-i1 xpomocome (17q11.2), cogepxut 60 5K30HOB 1 UMe-
eT MPOTSKEHHOCTh 350 ThIC. HYKJIEOTHUIOB, U3 KOTOPBIX
8454 gpnsiorca komupyooimmuMu. OcHoBHast u3odopma
BKJIIOYAET 57 5K30HOB U MMeeT IJuHy 2818 aMUHOKMUC-
JIOTHBIX OCTaTKOB [15, 16].

Ien NF1 skcrnipeccupyeTcsl BO BCceX TKaHSIX OpraHu3-
Ma, OHAKO HaMOOJBIINI YPOBEHb 3KCIIPECCUN OTMEUEH
B KJIETKaX HEpBHOI CUCTeMBI (HelipoHaX, HEeMUEIUHU3M -
PYIOIIMX IITBAHHOBCKHUX KJIETKAX, OJUTOACHIPOIIUTAX),
a TaKKe B KJIETKaX MO3TOBOTIO BEIIECTBA HAATIOYCYHUKOB,
JIEKOLIMTax U ceMeHHuKax [17].

B cTpykType HelipodudbpoMuHa BbIIEISIOT HECKOJIb-
KO 10MeHOB: N-KOHIIEBOWM IIMCTEUH/CepUH-00TaThIii
nmomeH (CSRD), GAP-acconmuupoBaHHBII TOMEH
(GRD), B cocTaB KOTOpPOTO BXOIMUT TYOYJMH-CBSI3bIBa-
ommii fomeH (TBD), nomeH ¢ochonunua-6ea1KoBoro
B3auMopeiictBus (SecPH) u C-konuesoii nomeH (CTD)
[17].

B uwmromnnasMe HelpodnOpPOMUH B3aMMOAEHCTBYET
C BDJIEMEHTaMHU LIMTOCKEJeTa, JIOKAIMU3YeTCsI B MUTOTH-
YEeCKOM BEpeTeHEe BO BPEeMsSI MUTO3a ITOCPEACTBOM B3a-
UMOJCUCTBUSI C - U [-TyOYJIMHOM, KOJOKAIU3YETCs
C LIEHTPOCOMOI KaK BO BpeMsI MUTO3a, TaK U B MHTepdaze
MOCPE/ICTBOM B3aUMOCHCTBUSI C y-TyOyJIMHOM, B pas-
BUBAOIIMXCS HEpoHaX KojoKanuiyercs ¢ F-akTuHoM,
aCCOLMUPYET € MPOMEKYTOYHBIMU (pUIaMeHTaMU B TUP-
depeHLUpYIOIINXCA KepaTuHoLUTaX. [JoKka3aHO pUCYT-
CTBUE HelipouOpoMuUHa B siApax MIBAaHHOBCKUX KJIETOK.
B npumemOpaHHOII JIoKanu3auuu  HeipopuOpoMuH
B3anmozeiicTByeT ¢ 6enkamu Cav-1 u Spred-1; myramun
B TOCJIETHEM aCCOLIMUPOBAHBI ¢ cuHApoMoM Jlernyca [18,
19].

OcHOBHBIMU (DYHKLUMSIMU HeWpoduOpoMuHa SIBJS-
1oTca aktuBanus Ras-GAP, nmomasnsioniasi akTUBHOCTh
curHajnbHoro nmytu Ras, cAMP-perynsuus, peryiaupoBa-

HUE YpOBHS Ao(daMuHa, PEryjsiius CUTHAJIbHOIO MyTU
mTOR, KOHTpoJb oOpraHuM3aliyd aKTUHOBOTO IIMTO-
CKeJleTa, 3aBMCUMBIA OT MUKPOTPYOOYEK TPaHCIIOPT
B MeJIaHOIIMTAX, HEHpOHAX M IIBAHHOBCKMX KJIETKAaX,
peryismus nepexona ot Metadassl K aHadase B KJIETOU-
HoM 1uKJe. HeitpopubpoMuH objiajaeT OHKOCYIIpecC-
COPHOM AaKTUBHOCTBIO, SIBJISIICH HETraTUBHBIM PETYJIsi-
TopoM Ras-omocpegoBaHHOTO CHTHaJIMHIa B KacKajie
Ras-MAPK [17, 20].

buannenvHass morepst skcnpeccun NFI mpuBomuT
K IEepMaHEHTHOM akKTUBallMM Ras-3aBUCUMBIX CHTHAJIb-
HBIX TIyTel, crocoOCcTBYS TyMoporeHe3y [3, 17, 20].

Kinnnyeckue npossiieHus Heiipoguopomarosa I Tuna

OnpenensonuM KIMHUYecKuM mnpusHakoM NF1
ABJIsIETCS HelipodudpomMa — moOpoKayecTBEHHAs] OMy-
Xob 00oyiouek mnepudepudyeckux HepBoB. K apyrum
KJIMHUYECKUM TIpM3HAKaM, TakKXKe XapaKTepPHBIM ISt
JMAHHOTO 3a00JIeBaHUsI, OTHOCST TUIIePITUTMEHTHPOBaH-
HbIC TISITHA Ha KOXeE, TJIMOMBI 3pUTEIbHOTO IyTH, ITHC-
IU1a3110 KOCTHOI TKaHU. DEeHOTUII CUIbHO BapbUPYET OT
MalMeHTa K MalueHTy, OTIMYasCch KaK HaOOpOM KJIMHU-
YeCKMX IMPOSIBJICHUI, TaK U CTENIEHbIO UX BBIPaXKEHHO-
ctu [3, 21].

NF1 gBngercs MOCTEIEHHO MPOTPECCUPYIOIIUM
3a0oseBaHreM. HecMoTpst Ha TO, 4YTO BO3pacT MposiBiie-
HUs KJIMHUYECKUX TPU3HAKOB TaKXKe BapbUPYET MEXIY
WHAUBUAYYMaMM, BBIACISIOT KJIMHMYECKHE TPU3HAKH,
IUISI KOTOPBIX XapakTepHa 0oJjiee paHHSsSI MaHUdecTalus
[3, 22].

K Haubonee paHHUM KIMHMYECKUM IIPOSIBICHUSM
NF1 oTHOCIT runepnurMeHTUPOBaHHbBIE TISITHA Ha KOXe
BeTa «kode ¢ Mojgokom», [TH®D, tnbnanbpHyo 1 opou-
TaJbHYIO OUCILIA3UU U ICeBHoapTpo3. JaHHbBIE KIMHU-
YecKre TPOSIBICHUS BO3HUKAIOT B MJIAICHYECTBE WU
SIBJISTIOTCS BPOXIEHHBIMU |3, 23—25].

B paHHeM geTcTBe OTMEUAalOT IOSIBICHUE TJIMOMBI
3PUTEIBLHOTO MYTH, 3aACPKKY IICMXOMOTOPHOTO U TICUXO0-
pEYEeBOr0 pa3BUTHUS, CHUHAPOM HeduiiMTa BHUMAHUS
M TUIIEPAKTUBHOCTH, PACCTPOICTBA ayTMCTUYECKOTO
criexrtpa [3, 26, 27].

Kak mpaBuio, TmoOsIBIeHUE TMEPBBIX KOXHBIX
M TapacinuHaJbHBIX HeHpoPUOPOM acCOLUUPYIOT
¢ myoepraToM. Y MOAPOCTKOB OTMEUAlOT ITOSIBJICHUE
TUNEePHUTMEHTALIMK B TOAMBIIIEYHON 1 ITaXOBOM 001a-
CTAX MO THUIIY <«BECHYIIYATBIX I'PO3AbEB», BbIPaXKEH-
HYIO CKOJIMOTUYECKYIO AehOopMalliio IMO3BOHOYHMKA,
ramMapTOMBbI paaykKHOI 000JI0YKH TJ1a3a, TAKKE M3BECT-
Hble Kak y3enku Jlumia. B maHHOI BO3pacTHOI TpyIiie
OTMEYEeH pUCK (POPMUPOBAHUS TJIMOMBI CTBOJIA TOJIOB-
Horo mo3ra [3, 28, 29].

Y B3poCIBIX MAllMEHTOB IIPOrPeccHus 3a00JIeBaHUS
acCOILIMMpPOBaHa C TOSIBJIEHHMEM HOBBIX HeHpoduOpoOM.
V naumnentoB ¢ [TH® cymectByeT prck uX TpaHcdop-
maumu B 300ITH. ¥V naumenToB ¢ NF1 noBbllieH puck
pa3BUTH paKa MOJOYHOM XKeJIe3bl U TJIMOM BBICOKOM CTe-
MEHU 3710KaUeCTBEHHOCTH TIPY XYIIIEM ITPOTHO3€ BBIXKU-
BaemocTtHu [3, 8, 9, 30, 31].
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JInarnocTuka Heiipopuopomarosa I tuma

Knunanyeckuit nuarHo3 NF1 BeicTaBisieTcsl Ha OCHO-
BaHuu peHoruma nmauueHta. B Poccun u 3a ee nmpenenamu
JUISL TIOCTAHOBKM JUArHO3a MCIIOJIb3YIOTCSI KIMHUYECKUE
KpUTepuM, BbIpabOTaHHBICe HallMoHAaIbHBIMU WHCTH-
tytramu 3apaBooxpaHeHust CIIIA (National Institutes of
Health, NIH) B 1987 1. [32]. CoriacHO UM, UIsl BBICTaB-
neHust auarHo3za NF1 HeoOxonumo Hamuuue y 00JbHOTO
coyeTaHus 2 U 060JIee CUMIITOMOB:

1. IllecTb TUIEPIUIMEHTHBIX IISITEH HA KOXE II0
TUITY «KO(e ¢ MOJIOKOM» 1 D0Jiee TMaMeTPOM CBBIIIIE 5 MM
y JIeTeil B IpenyoepTaTHOM MEepUoJe U CBbIIIE 15 MM —
B IMOCTITyOepTaTHOM.

2. JIBe 0ObIUHBIE HeMipoGUOPOMBI 1 O0JIee WY OJHA
[MH®.

3. BecHywyaroctb B NOIMBILLEYHONH U/WIM TMaxo-
BOI1 00IacTH.

4.  Ilmoma 3pUTEeIbHBIX HEPBOB.

5. JIBe ramapTOMBbl paayXHOil 0O0OJIOYKU TIJ1a3a
u boee.

6. KocTtHble aHOMayMy (MCTOHYEHME KOPTUKAIb-
HOTO CJIOS TpyOYaThIX KOCTel, puBosiiee K (opMUpo-
BaHUIO JIOXKHbBIX CYCTABOB U AUCILIA3UU KPbLIbEB KIMHO-
BUIHOI KOCTH).

7.  Hamuuue NF1 y 61mkaidlinx poaCcTBEHHUKOB.

B cBa3u ¢ tem, ytro NFI1 gaBnsgercsa 3aboneBaHueM,
IPOIPECCUPYIOLIMM C BO3pPACTOM, Y MALIMEHTOB IETCKOM
BO3PAaCTHOM TpyHIbl (EeHOTMII Ha MOMEHT OCMOTpa
MOXeT elle He chopmupoBaThbes. YacTo eqMHCTBEHHBIM
KIMHAYECKUM IIPU3HAKOM 3a0o0jieBaHus y AeTell U MJja-
JIEHLIEB SIBJISIIOTCS ¢ AMHUYHbIE TUIIEPIIUIMEHTUPOBAHHbIE
ISITHA Ha Koxe. B Takux ciiyyasix marmeHTaM peKOMEH 10~
BaHa MOJIEKYJISIpHO-TeHeTu4YecKas quarHoctuka (MID),
[O3BOJISAIOLIAs IOATBEPAUTh WIM OIIPOBEPTHYTh IPEIIIO-
JlaraeMblii KITMHUYEeCKU quartos [3].

MTIJI NFI nHanmpaBieHa Ha MOMCK MAaTOreHHON MyTa-
i B reHe NFI. Tak Kak CIEKTp MaTOreHHBIX MyTallnii
npu NF1 mpeacrtaBiieH He TOJBKO TOUKOBBIMU MyTallM-
aMu (SNV), HO U U3BMEHEHUSIMU KOTMIHOCTU yYaCTKOB
JHK (CNV), nporokon MI'J] nomkeH BKIoYaTh METO-
JIbl, ITO3BOJISIONIME AETEKTUPOBATh MyTALIMK Pa3InYHOTO
pa3Mepa. 111 morcKa TOUKOBBIX MyTallMii KCIIOJIb3YIOTCS
BBICOKOIIPOU3BOIUTEIBHOE MapajlleIbHOe CEKBEHUPOBA-
Hue (NGS) u cexkBeHupoBanue no Canrepy. /s nomcka
MPOTSKEHHBIX AeIeUil U MHCEPLMIi — MYJIBTUILUIEKCHAs
nuraszo3aBucuMast  amrinpukamusgs 3o0H10B  (MLPA),
XPOMOCOMHBINT MUKpOMaTpUuHbIi aHanu3 (XMA), diy-
opecueHTHas rubpuausanus in situ (FISH). B ciyuae
CJIOKHBIX COaJJaHCUPOBAHHBIX IEPECTPOEK HEOOXOAUMO
MPOBEICHUE IOJHOI€HOMHOIO CeKBeHupoBaHus. st
IOMCKA MATOIeHHBbIX MYTallMii, JieXalllMX BHE KOIUPY-
fomux obnacteii, pekomeHmoBaHa PHK-muarnoctuka
[33-36].

3agaua MTJ] oclIoKHSIETCSI COMAaTUYECKUM MO3auLIn3-
MoM. [lpu HalMYMKM AaHHBIX 33 COMATMYECKUII MO3au-
1IM3M HEOOXOIUM TIATEIbHBIN BEIOOP MCCIEayeMOil TKa-
HM HAlMEHTa U IpeArnodYTeHue J1abopaToOpHbIX METOIOB,
00J1agaloIIX BEICOKOM YyBCTBUTEIbHOCTHIO [37, 38].

Benenue nanueHTOB W KOHTPOJIb 0CJIOKHEHUI

IMamuenTtam ¢ NF1 HeoOXonuM peryasipHblii KIMHUYE -
CKMIT OCMOTp KaK BpauyaMu oO11eii TPaKTUKU, TaK U Y3KU-
MH CHenuajucTamMu. Tak Kak 3a0ojieBaHUE SIBJISIETCS
MYJIBTUCUCTEMHBIM, OOJIbHOMY TTOKa3aHbl KOHCYJIBTalluN
HeBpoJIora, AepMaToJiora, opTajbMoiora, SHI0OKPUHOJIO-
ra, oproreaa, ctomaToJiora, oHkoJjora [3, 39, 40].

Tak xak asddexkTuBHOEe cucremHoe JedeHue NF1
OTCYTCTBYET, B HACTOSIIINI MOMEHT Teparusi CBOIUTCS
K CUMIITOMATUYECKOI KOPPEKILIMU OCOKHeHui [41—43].

ITpu Hanmuum y 6oabHoro IMH®, a takxke cummro-
MaTUYECKMX KOXHBIX M TIOIKOXHBIX Helpoduopom
U BBIpAXXEHHBIX CKEJIETHBIX aecopMaluii HeoOXoauma
KoHcynprauus xupypra. C yyeToM pasHO0Opas3usl OImyxo-
JIEBOM JIOKAJIM3AIIMK K XUPYPIrUIECKOMY JICUYCHUIO MOTYT
OBITh TIPUBJICYEHBI OOIIME XUPYPTHU, XUPYPTU-OPTOTIECIbI,
TUIaCTUYECKHUE XUPYPrU, Heipoxupypru. OmHaKo TeKy-
el crparerveil KiamHmdyeckoro yieyeHust ITH® spistercsa
HaOmoneHue. Xots OosbimnHceTBo [TH® ocrarorest cra-
OWIbHBIMU Ha MPOTSDKEHUY KU3HU MMAlIMEeHTa, TaHHBINA BUT
OMyXoJieil MMeeT MOTeHIIMAA K 0370KauecTBIeHU0. bob,
pa3BUTHE HEBPOJOTUYECKON CHMIITOMATUKU WU CTPEMU-
TEJIbHOE YBEJIMYEHNE B pa3Mepax MOTYT CUTHAJIM3UPOBATh
o Tpanchopmanuu B 300ITH [3, 8, 41, 42, 44, 45].

IIpu cTpykTypHOM 00€300pakMBaHUU, OO, ClIaBJIe-
HUU JObIXaTEeJbHBIX ITyTeil, KOMIIPECCUM CTBOJA MO3ra
U MOTepe HEBPOJIOTUYECKON (DYHKIIMU OMYXOJb MPU3HAa-
€TCS CHMIITOMAaTUYECKONW U TallMeHTy PEKOMEHIYEeTCSI
xupyprudeckoe jedeHue. OgHako tak kak [TH® pacryr
BIOJb HEPBHBIX CTBOJIOB, IIOJIHOE YAAJCHME OITYXOJIH
COIPSDKEHO C  PUCKOM HEOOpPaTUMOIO TMOBPEXICHUS
HEPBOB, IMO3TOMY paaWKaJbHOE XMPYpPruyecKoe ucce-
YeHHEe TNPUMEHSIOT peako. Takke BO MHOTMX CIIydasix
oIrepalus HeBO3MOXKHa M3-3a TECHOTO KOHTaKTa OITyXOJIU
¢ XXM3HEHHO BaXHBIMU OpraHamu. B psme ciayyaes maru-
€HTOB ITOBEPTalOT TOMOJHUTEIBHBIM OMepalvsM B CBSI-
31 ¢ teHaeHuneir ITH® x moBropHOMY pOCTY, OZHAKO
9TM BMeEIIaTeJbCTBA YBEJIWYMBAIOT PUCK HEOOPaTHUMOTO
MOBpeXIeHMS HEPBOB [46—49].

VY yacTu malmMeHTOB JETCKOro BO3pacTa HabJomaeT-
cs 3aJepXKa IICMXOPEYeBOro M/WIM IICUXOMOTOPHOTO
pa3BUTHS, KOTHUTUBHBIN Ne(PUIIUT Pa3IUIHON CTETICHU
BBIPAXKEHHOCTH, a TaKXKe€ aHOMaJIMU COILIMAIbHOTO TOBe-
neHus. JlaHHbIe OCIOXHEHMSI TUaTHOCTUPYIOTCS U KOp-
PEKTUPYIOTCS ¢ TPUBICYCHUEM MTPOMUIBHBIX CIICIIUATHU-
CTOB — IICUXMATPOB U/WIK IICUXOTepaneBToB [26, 27, 50].

Tak xax NF1 HeraTuBHO CKa3bIBaeTCs Ha KauyeCTBe
JKM3HU U IIpeipaciiojiaraeT K MepeXMBaHUsIM, CBSI3aHHbBIM
C KPUTUYECKUM BOCIIPUATHEM COOCTBEHHOI BHEIITHOCTH,
0O0JIbHBIM PEKOMEHIOBaHO MOCeIeHe Tcuxojora [S1].

Taprernass Tepanusi mieKCH(OPMHBIX Heiipodudpom
C MCMOJIb30BAHNEM TPeNnapaTa ceryMeTHHUO

EnuHCcTBeHHOIT  CyIleCcTBYIOIE Ha  HACTOSIIMI
MOMEHT omnuueir taprerHoi Tepanuu [TH® gsasercs
npenapat ceaymernHnu6 (MHH: cenymernnu6) [52].

JlaHHBIIi TeKapCTBEHHBII ITpernapar B HacTosIIIee Bpe-
M3 He 3apeructpupoBaH B Poccuiickoit @enepanun (PD).
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Jloche Ha perucTpaluio mpemnapara mojaaHo, OXKuIaeMbIid
CPOK IOJIy4YEeHUSI PEerUCTPallMOHHOIO yIOCTOBEPEHUS —
2-e¢ monyromue 2021 r. CemyMeTMHUO 3aperucTpupo-
BaH IS JIeUeHUs neTeil B Bo3pacTe oT 2 jeT no 18 mer
¢ NF1 ¢ neonepabenpubiMu ITH® Ha tepputopun CIIA
10.04.2020 [53].

CenyMeTMHUO — 3TO TIepOpaJibHBIN MOIIHBINA CeleK-
TUBHBIA UHTUOUTOP MUTOI€H-aKTUBUPYEMOM IPOTEHKU -
Ha3bl 1-1o 1 2-ro TunoB (MEK1/2), He KOHKYpUPYIOIINiA
¢ ameHosuHTpucdocharom. benku MEKI1/2 spasiorcs
KPUTUYECKH BaXXHbIMU KOMIIOHEHTAMM PEryJIMpyeMOro
RAS-curnansHoro nytm RAF-MEK-ERK, kotopsrii
YacTO aKTUBMPYETCS IIPU Pa3IMYHBIX TUIIAX 3J10Kade-
CTBEHHBIX HOBOOOpa3zoBaHuii. CenyMeTMHUO OJIOKUpPYET
aktTuBHOCTb MEK M MHTrMOUpYyeT poCT KJIIETOYHBIX TUHUM,
aKTUBMPOBAHHBIX uepe3 cUTHaJabHBINA ImyTh RAF-MEK-
ERK. Takum o0Opa3zom unHruoupoBanue MEK Moxer
0J10KMpOBaTh Tpojudepalnio U BbDKMBAHUE OITyXOJe-
BBIX KJIETOK, B KOTOPbIX aKTUBUPOBAH CUTHAJIbHBINI ITyTh
RAF-MEK-ERK [54].

IIpenapaT mokasan BEICOKYIO 3(P(PEeKTUBHOCTD B PETU-
CTpallMOHHOM KJIMHMYecKoM wucciienoBanu SPRINT
(NCTO01362803), roe mpuMeHsICS y JETEil B BO3pacTte
ot 2 1o 18 ner ¢ NF1 u neomnepabeasusiMu [TH® [55].
YacTora 0OBEKTMBHOIO OTBETa Ha TepaIlMiO COCTaBMIIA
74 % (n = 37/50; 95 % noBepurenbHblii uHTepBan (A1)
60—85 % (moaTBepKIeHHBII YaCTUYHBIIA OTBeT —y 70 %
(n = 35/50)). Y 56 % yuactHukoB (n = 28/50) orBer
MPOIOJIKAJICSI OKOJIO Troja. MeamaHa MaKCHMaJbHOI'O
n3MeHeHuss oObeMa <«pedepeHCHOI» HelpoduOpoMbI
cocraBuia —27,9 % (nuama3oH ot —55,1 no +2,2). Meau-
aHa MHTepBaja IO IEePBOHAYAJIBLHOIO OTBETAa COCTABMJIA
8 Mmec (8 uukIioB Tepanuu, nuana3oH 4—20), a MearaHa
MHTEpBaja 10 Hauaydiiero orseta — 16 mec (16 LMKIIOB,
nramna3oH 4—36). MennaHa MIMTENBHOCTHM OTBETa Ha
Tepalnuio U MeJAuaHa BbDKMBAEMOCTU 0e3 IIPOrpeccupo-
BaHust (BBII) eme He mocturnytei, BBIT uepe3 3 roma
¢ Hauaja JiedeHust coctaBwia 84 % B TpyIlie celyme-
tuHuOa. Ha MomeHT cpe3a maHHBIX (29 mapta 2019 1)
23 (46 %) nauyeHTa UMeJIU YaCTUYHBIN OoTBeT, 6 (12 %) —
crabunmzaluio 3aboneBaHus. Takke OTMedanoch BhIpa-
JKEHHOE CHIKEHME 0O0JIEBOrO CHHApPOMA M YJIydIleHUE
KauectBa xxu3HHU. [Tocie 12 Mec neyeHUnsT cenyMeTUHUOOM
Ha0JII0aI0Ch CYIIIECTBEHHOE CHIKEHUE MHTEHCUBHOCTU
0O0M B OMYXOJIM, O KOTOPOI coobianu netu (cpegHee
n3MeHenue no mxkaie NRS-11 cocraBwio —2,14 6Gai-
na; 95 % AW — or —3,14 no —1,14). U3 19 nauueHTOB
¢ ucxonHoii oneHkoir NRS-11 6onee 0 (1ieneBast ormyxoJib,
BbIOpaHHas1 BpauoM) y 14 (74 %) Hab10na10Cch CHUXKEeHUE
OLIEHKM KaK MUHUMYM Ha 2 0ajuia, 4TO CYMTAETCS KIIM-
HUYECKU 3HAYUMMBIM yiydiieHrueM. O KIMHUYECKU 3Ha-
YUMOM YMEHbIIEHUM 00JI€BOTO BIUSHUS coooumin 38 %
neteit u 50 % ponureneit (0,53 6amia u 0,81 Gawia coor-
BETCTBeHHO). Yepe3 12 Mec JeueHUs CeTyMeTUHMOOM KaK
caMM IAlMEHThI, TaK U UX POAUTEIA OTMEYaIn CHIXKEeHUE
BJIMsIHUS 00JIM Ha aKTUBHOCTb OTHOCHUTEJIBHO MCXOIHO-
ro yposus (—0,62 6ama (95 % AU or —1,02 no —0,21)
u —0,81 6amna (95 % AU or —1,32 no —0,31) coot-

BeTcTBeHHO). Ilpy 3TOM CHMXXeHUE BIMSIHMSI OOMM Ha
AKTUBHOCTb OTMEYAJIOCh yKe uepe3 4 Mec Mocjie Havajia
neueHus. Yepes 12 Mec Tepanuu CpelHssT CUja MBbIIIIIL
OTHOCHUTEJIbHO MCXOJHOTO YPOBHS yBeaW4ymiach y 14 us
18 manmenToB, nomiexawmux oueHke (78 %, +4,8 % (95 %
IO or 1,1 mo 11,1). ITpu atom y 10 (56 %) u3 18 Gosb-
HbIX Ha0JII01aJI0Ch KJIMHMYECKU 3HAYMMOE yBeJIUYeHUE
cuuibl Mbiii. Yepes 12 mec neuenust 48 % nereit u 58 %
pOAUTEIC OTMETUIM KIMHUYECKHU 3HAYMMOe YIy4lleHre
KavyeCTBa XU3HU, CBSI3aHHOTO CO 3I0POBbEM.

MoHoTepanust ceIyMeTMHMOOM B a03¢ 25 Mr/m>
2 p/CyT B 1IeJIOM CBsI3aHa C MpPeacKa3yeMbIM U yIIpaBIIsi-
eMbIM TIpoduiem GesomacHoctn y gereir ¢ [TH® mipu
NF1. Haubosnee 4yacTeiIMM TOKCcHMYeCKUMU 3dpdeKTaMu
III cTrenenu TsKecTH 1 00Jiee OBbLIM KETYI0YHO-KUIIIeY -
Hble paccTpoiictBa (20 % — TomHorta (2 %), pBota (4 %)
u nuapest (14 %), xoxHble sBieHus (20% — akHenono06-
Hblit gepMaTut (6 %), cyxocTb Koxu (2 %) n MakyJjionaimy-
Jie3HbIi nepMatut (2 %) v ap.), MeTaboIM4YecK1e Hapyle-
Hus (10 %), remarosnornyeckue (4 %) u 6eCCUMIITOMHOE
MOBBIIIEHNE YPOBHS KpeaTHHUHMOCchOoKMHa3b! (110 2 %
IIT u 1V crenenu TsixkecTu)). Y MaiMueHTOB B UCCIIEA0BA-
Huu 11 dassl 3aperucTpupoBaHO HEOOIBIIOE KOTNYECTBO
TOKCUYECKNX 3(P(PEKTOB CO CTOPOHBI TJ1a3, IIPU 3TOM BCe
OHM ObUIM HMU3KOI CTEIIeHU U O0OpaTUMbIMK (HEYETKOCTh
3pEeHMsI, CYXOCTh IJla3 M 1p. (Kaxmoe HeXeJaTeJbHOe
SIBJICHUE Y 2 OONBHBIX), 00U, CBETOOOSI3HD U ClIe30TeUe-
HHUe (Kaxnoe HexkeaTeJbHoe sBieHue y 1 manueHTta). Hu
Yy KOIro He ObLIO BBISIBJIEHO CEPO3HOI OTCIOMKM CEeTYAaTKU
WIM IPYTMX YIpOXaIOIIMX 3PEHUIO TJIa3HBIX 3((HEKTOB.
OOpatuMoe cHIUXKeHUe (ppaKiy BEIOpOCa JIEBOTO XKeJly-
nouka (6osee 10 % OTHOCUTENIBHO MCXOZHOTO YPOB-
HS) BO BpeMs JIeYeHUs CeJYMETHMHMOOM HaOJIomaloch
y 1 manmenTa (Ha 5-m nukie). [Tocae oTMeHbI Tipenapara,
HOpMaJIM3allii COCTOSIHUS (B Te4eHMe 3 Mec) U BO300-
HOBJICHHUSI TIpuUeMa CeJlyMeTUHMOAa B CHMXXEHHOW 103¢e
JaHHBIA WHIUACHT He MoBTOpscsa. CHIDXKeHuEe M03U-
POBKH Mpenapara norpedosaioch 14 (28 %) mamueHTam
BCJICAICTBHME Pa3BUTUS HEXKeJIaTeIbHBIX sABIeHUid. OnHaKO
[OJIHAsE OTMEHA Tepaluu IoHaaoouiIack Toabko 5 (10 %)
GOJIbHBIM (Iuapesi, yBeJMYSHUE MacChl Tejia U MapOHUXMS
(I cTenenp), 13Ba KOXU U MOBBIILIEHUE KpeaTUHKUHA3BI
(IV crenennb) [55, 56].

B nacrosiee Bpemst Ha Tepputopun P® oTKpbITa
MepCOHAIM3UPOBAHHAsI IIpOorpaMma paHHEro JJO0CTyIIa
JUISI He3apeTMCTPUPOBAHHBIX IPENapaToB I10 CEIyMETH-
HuOy. Mcxons u3 gaHHBIX 0 poxknaemoctu B Poccuu [57],
KaXKIbIii To11 Ha cBeT nosiBisieTcst okouio 530 mereit ¢ NF1,
n3 KotopeiX y 130 MoxeT ObiTh [TH® (cormacHo mMexmy-
HapOJIHOM cTaTUcTHKe o BetpeyaemocTu [TH® y maru-
entroB ¢ NF1 [58]), nmpu atoM B 90 % ciyyaeB OnmyxoJib
ABJIIETCS HeorepabenbHou [46]. TakuM oOpa3oMm, B Haya-
Jie Tepaliy CeIyMETUHMOOM €KeTrOIHO OYyIyT HYKIaThCs
okojo 100—110 HOBBIX MALIMEHTOB IIEAMATPUYECKOTO
BO3pacra.

MOXHO KOHCTAaTUPOBaTh, YTO B HACTOSIIEEe BpeMs
B P® ocralorcs HepelleHHBIMM MPOOJIEMBI C JUarHo-
CTUKOM (B MEHBIIEH CTeTIEHM) U Tepalueil MaireHTOB
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¢ NF1. K HUM OoTHOCSTCS: OTCYTCTBME pEerucTpa nalueH-
TOB ¢ HelipodurbdpomarozoM (B ToMm uucie ¢ NF1 u ITH®
B YAaCTHOCTH), OTCYTCTBHE MAapIIpyTU3aLKUU OOJbHBIX,
OTCYTCTBUE COTJIACOBAHHBIX NEUCTBUM MEXOY IIPEaCTa-
BUTCIISIMM  MEIUIIMHCKUX CIIEIIMAIMCTOB Pa3JIUyHOTO
npodus, IpoodiIeMbl OCBETOMJIEHHOCTH MALIMEHTOB U UX
ponuTesiell MO MOBOAY HEOOXOIMMOCTU U JOCTYITHOCTHU
MOJIEKYISIPHO-TEHETUYECKOTO TEeCTUPOBAHUS, IIpodIIe-
MBI C KOMIUIEKCHOU MEIUIIMHCKOU TTOMOIIBIO TTallMeH-
tam ¢ NF1, HM3Kast 0cBEAOMIIEHHOCTb O BO3MOXKHOCTSIX
rnmaroreHeTnyeckoi Tepanuu 6osbHbIX ¢ [TH®, Boicokme
PUCKM XUPYPIrUYECKOTO JIEYEHUS U HEBO3MOXHOCTH
pagukanbHoro ynainenuss [TH®, Bwicokass BepOSITHOCTh
peumrarBa 3a00JIeBaHUS TTOCTIE XUPYPTUUECKOTO JICUSHUS,
OTCYTCTBME (10 HeJaBHEro BpeMeHM) Ha Tepputopun PO
3(hGeKTUBHOM cUCTeMHOM Tepanuu nauueHTos ¢ [THD,
OTCYTCTBUE KJIMHMYECKUX PEKOMEHIAIMU IO JUarHoc-
TUKE U JIeYeHUIo Helipopudbpomarosa (B Tom uucie NF1
un [TH® B yacTHOCTH), a TaKKe MOCJIEAYIOIEH peadum-
Talluyd TaKWX IMalreHToB. Ha MpoTsskeHun MHOTHMX JIeT
OTCYTCTBOBAJIM MHHOBALIMOHHBIE TIpeaaoxXeHus 3ddek-
TUBHBIX JICUCOHBIX BO3ACHCTBUI, CITOCOOHBIX KapAMHAaJb-
HO U3MEHUTDH TeUeHUE OOJIe3HU.

IIpennokeHnsi, BLIHOCHMbIE HA YTBEPKIEHHE

1. MIJ

3amauamu MIJl aBasitorcs  ouddepeHImaibHas
nuardHoctuka NF1 1 Borpochl TJIaHUPOBAaHUS CEMbH.

IIpu HeyeTKOl KIMHUYECKON KapTUHE ITpOBeIcHUE
MIJI HeobxoauMo JJIsT TOCTAHOBKM TOYHOTO KJIMHUYE-
CKOro AuarHosa. B rpyrme maiueHToB paHHEro JeTCKOTo
Bo3pacTa auddepeHInaNIbHas AUATHOCTUKA ITPOU3BO-
JIATCSI C APYTUMU CUHAPOMAaMHU, MPU KOTOPBIX HAOII01a-
JOTCSl TUTIEPIIMTMEHTUPOBAHHbBIC TSITHA HAa KOXEe M aHO-
MaJIMi KOCTHOM TKaHU. B OoJjiee B3pocsioii Bo3pacTHOM
rpymiie nuddepeHIanbHas IMarHOCTUKA IIPOU3BOIUTCS
¢ 3a00JIeBaHUSIMU, JUISI KOTOPBIX XapaKTEePHBI IIOIKOXHBIC
HOBOOOpPa30BaHUS, B TOM YHCJIE C APYTMMU Heiipoduopo-
MaTo3aMU.

JlabopaTtopHble MeTOabl, ucrHoabdyemble miasgs MII,
JIOJKHBI OXBaThIBATh MOJHBIN CIIEKTP BO3MOXHBIX MyTa-
IIMOHHBIX COOBITUI (TOYKOBBIE MYyTallMM, W3MEHEHME
konmitHocTu yyactkoB JIHK), a Takske 061amaTh BEICOKOIM
YYBCTBUTEILHOCTBIO, TTO3BOJISIIONICH AETEKTUPOBATh KaK
repMUHATUBHBIC MYTallMM, TaK M MO3auM4Hble. Tak Kak
COMAaTMYECKMIT MO3aUIIM3M SIBJISICTCSI YACTBIM COOBITHEM
npu NF1, HeobxoauMmo paccMmaTpuBaTh BO3MOXHOCTh
HCIIOJIb30BaHUSI B KaUeCTBE MaTepuaja Ijisl IMarHOCTUKU
HE TOJIbKO KPOBH, HO ¥ OMOITTATOB APYTMX TKAHEH Mmaiu-
eHTa.

1.1. Heobxomumo ytBepauth anroputMm JHK-mua-
THOCTUKH 111 mauueHToB ¢ NF1.

2. Mapwpymusayus nayuenmos

NF1 — MynsrucucteMHoe 3abojeBaHMe, TpeOylolee
Y4YacTUS CIIeIIMAIMCTOB PA3INYHOTO MEIUIIMHCKOTO MPO-
duns.

Ha »ramax nuarHOCTMKM U TUTAHUPOBAHUS CEMbU
nauueHTaM ¢ NF1 HeoOxoamnma KOHCYIbTalldsl TeHETUKA

u nipoBeneHne MI'JI. INamyenTam TakkKe roKa3aHbl pery-
JIIpHBIE OCMOTPHI JI€pMAaTojIora, HeBpoJjora, odTaibMo-
Jiora, KapauoJjora, HIOKPUHOJIOra, OpToIleaa, OHKOJIoTa
IJISI CBOEBPEMEHHOTO BBISIBICHMS M Kypalluyd KIMHUYE-
CKHUX TIpOsIBieHUI 3a0ojieBaHus. B Tex ciayyasx, Korma
0OJIbHOMY II0Ka3aHO XMPYPTrAYecKoe BMeEIIaTeIbCTBO,
HEoOX0IMMO yYacTHe XUpypra, Helipoxupypra, TpaBMaTo-
JIora-opTorena, rmiacTuiIeckoro xupypra. B psine ciayyaes
nanyreHTaM HeoO0XoarMMa ITOMOIIb TICUX0JIoTa, TICuXuarpa
WIM TICUXOTepareBTa.

B HacTosmii MOMEHT OTCYTCTBYeT (elepalibHblIit
peructp namueHToB ¢ NF1 u caMo moHsTHe Mapuipy-
ti3aunn 6ogbHBIX NF1, 4TO MpensTcTBYeT MOIyYeHUIO
MalydeHTaMM TIOJIHOTO  CIEeKTpa PEKOMEHIOBAaHHBIX
MEIUIIMHCKUX yCIyT. KpuTuuHol MmpeacTaBiseTcsl CUTY-
alusl B peTMoHaX, INe y MallMeHTOB OTCYTCTBYET MOCTYII
K CITelIMarucTaM HeOOXOIMMOTO TTPODIIIS.

2.1. B pernonax P® Heobxomumo chopMHpOBaTh
MYJBTUAMCHUTUIMHAPHBIC KOMAaHIbI CIIeIIMAIMCTOB, Jes-
TeJIbHOCTb KOTOPBIX OyIeT HallpaBjieHa Ha BeJACHME Tall-
eHtoB ¢ NF1. CocTaB maHHBIX KOMaH[ TOJDKEH BKIIOYATh
CIIeIIMAICTOB,  OOCCIICYMBAIOIINX  CBOEBPEMEHHYIO
NUArHOCTUKY 3aboJjieBaHUs, HaOaoAeHue OOJIbHBIX,
Kypaluio OCJIOXHEHUI, TCUXOJOTMYECKYIO IOMICPKKY
(reHeTHK, TeHEeTUK JabOpaTOPHbII, HEBPOJIOT, JepMaTo-
JIOT, O(PTaIbMOJIOTL, SHAOKPUHOJIOL, OPTOTEa, KapaIuoJIor,
CTOMATOJIOT, HEPOXUPYPT, OOLLMIA XUPYPT, TNIACTUYSCKUIA
XUPYPT U TICUXOTEPATeBT).

2.2. HeobxommMo co3aaTh MOJTHOLICHHBIM MEIUITAH-
CKUM PETUCTp MALIEHTOB.

3. Jlocmynnocmo cneuughureckoii mapeemnoii mepanuu

B Hacrosmmit MOMEHT JOCTYIIEH IIperiapart, ImpeaHa-
3HaYEHHBII T TogaBiieHus pocTta 1 rporpeccuu [TH® —
ceaymetnHn6. Hecmorpst Ha 1O, uto ITH® sapusior-
cs TAaTOTHOMOHMYHBIM mpu3HakoM NF1, Bo3Hukaer
MOTPeOHOCTDH B (POPMUPOBAHUY KPUTEPHUEB IS Ha3HAUe-
HUsI Tepallvy TaHHBIM IIpernapaToM.

3.1. Heobxomumo BbIpaOOTaTh peKOMEHIALMU IS
Ha3zHauYeHMs Mpernapara celymeTuHuo nauueHTam ¢ NF1.

3.2. CenymMeTHHUO JOKEH OBITH PACCMOTPEH IS
BKJIIOUCHHUSI B PETUCTPALIMOHHBIC JBIOTHBIE CIIHCKHU
Mun3znpaBa Poccun (IlepeyeHb XU3HEHHO HEOOXO-
OUMBIX 1 BaXXKHEMINMX JIEKapCTBEHHBIX IIpernapaTos,
14 BbICOKO3aTpaTHBIX HO30JIOTHIA).

3.3. CenymeTHHUO JOKEH OBITH PACCMOTPEH IS
BKJIIOUCHUSI B CITMCOK Op(daHHBIX MpernapaToB, 3aKylae-
MbIX poHIoM «Kpyr 106pa».

4.  Kaunuueckue pexomenoayuu

BoimensnoxeHHble (akThl OJHO3HAYHO YKa3bIBAIOT
Ha HEOOXOAMMOCTb CO3MaHUs KIMHUYECKUX PEKOMEH-
Jauuii mo JjedyeHuro mamueHToB ¢ NF1, comepxarux
HEOOXOAMMBIIM CITUCOK IMarHOCTUYECKUX MPOLIeayp, CXe-
My MapUIpyTU3alluu OOJBbHBIX, YETKHE MHCTPYKIIUU IO
Teparuu TSKEIbIX MPOSBICHUI M YTPOXKAIOIINUX KU3HU
COCTOSTHU.

4.1. Heobxomumo  pa3pabotaTh  KJIMHUYECKHUE
peKoMeHAAllMM 110 AWAaTHOCTMKE, MapIIpyTU3aluu
u neyeHuto maumeHToB ¢ NF1. JlaHHble peKOMeHIaluu
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JIOJKHBI YYUTHIBaTh HEOOXOIMMOCTh AUddepeHIInpo-
BaHHOro noaxona K tepanuu NF1 u cogepxartb yeTKkue
000CHOBaHUs K IPOBEICHUIO TOTO MJIM MHOTO METOoIa
JICUCHUS.

4.2. JaHHble KJIMHWYECKUE PeKOMEHIALMUU Ipesia-
raercst chbopMUPOBATh B TECHOM B3aMMOJICICTBUU C MYJIb-

VYTBEPXIAIO
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TUAUCLUTUIMHAPDHOM KOMAHIOU CHEUaIUCTOB, 3aHU-
MalOIINXCSI TUaTHOCTUKOM, HAOMIONEHUEM U JieYeHUEM
MalMeHTOB ¢ HeiipodudpomMaro3amMu, ¢ MPUBICYCHUEM
Poccuiickoro o61iecTBa 1eTCKMX OHKOJIOTOB M FeMaTOJIO-
roB (POJIOI') B kauecTBe OpraHMU3alliM, BBHITTOJHSIOLIEH
MHTETPUPYIOLIYIO (DYHKIIUIO.

Hpe,[[CCZ[aTeJH/I SKCHCDTHOFO COBE€Ta
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