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UTO TAKOE HEMPODPUVBEPOMATO3?

0 HeunpodumépomaTtos 1 tmna (HP1)

e NF2-accoymnmnpoBaHHbLIN LUBAHHOMATO3

e LLiIBAaHHOMATO3

JTO TPU He3aBUCUMbIX 3a6oneBaHUS, /

BbI3BaHHbIX PA3HbIMV FrEHETUYECKNMMN MPUYNHAMMN, /
OAVH TN 3a60/1eBaHNSA HE MOXKET nepeTeKaTb B APYroiA.

OTANUYnNTENbHOWN YepTON HepoprbpomMaTo3a ABNAETCH
BO3HMKHOBeHUMe onyxoneun (Hempodonobpomsbl Npu 1 Tmne,
LLIBAHHOMbI NPU LUBAaHHOMATO3aXx, KOTOpble, Kak NMpaBuio,

ABNSAIOTCA A0O6POKAUECTBEHHBIMMN U 3aTparnBatoT neprudeprnyUeckyro
N LEeHTPaIbHYH HEPBHbIE CUCTEMBI.

UacToTa BO3HMKHOBEeHd 3aboneBaHMA
Y MY>XUUNH U XXEHLUH OANHAKOBa

KAK MOXXET BOSHVNKHYTb?

3aboneBaHme MOXeT 6bITb YHAC/1e40BaHO OT OAHOIo U3 poauTenen
NN BOBHUKHYTb Y pebeHKa CMOHTAaHHO, PoAUTEeN NPy 3TOM 340PO0BbI
(Tak HasbIBaeMasa MyTauus «de novo»). Ecnn ognH n3 poauntene 6oneH,
TO WWaHC poXxaeHuA pebeHKa ¢ HP — 50% npu Kaxxaou bepeMeHHOCTI
(ayTOCOMHO-AOMMHAHTHbLIV TUM HAc/1ie40BaHNA).

HenpodrbpomaTtos He ABAAETCA NPOTUBONOKAa3aHUEM K NPrBMBKaM,
npoBeAeHNI0 Macca)a, HaxoXaeHWo pebeHka Ha conHue, JIPK n 1.4,

3a NCKNHOYEHMEM C/IYyYaAEB, KOrAa yKa3aHHble npoueaypsbl
NPOTMBOMNOKAa3aHbl NPU HANNUYNM COMYTCTBYHOLLLEro 3a6on1eBaHuUS.




HEMNPOOUVNBEPOMATO3 1 TUNA

HenpodpumbpomaTtos 1 Tuna (6onesHb PekIMHIrxayseHa,
nepundepunyeckmnii HempopmnbpomaTos) — O4HO N3 CaMbIX
PACMpPOCTPAHEHHbIX reHeTU4YeCckx 3abosieBaHNIM B MUPeE, KOTOPOE,
No oLeHKaM 3apybeXHbIX ncciegoBsaTenieil, BCTpeyvaeTca NpuMepHo
y 113 2500 — 3000 HOBOPOXKAEHHbIX AeTeu.

[Tpn HempodprbpomaTose 1 Trna BO3HMKAKOT, KakK NPaBuo,
Ao6poKayvecTBeHHbIe onyxosn (HempodPmnbpombl), KOTOpLIE
3aTparmeatoT rnepudpepnyeckyro U LeHTpaabHY HePBHbIe CUCTEMBI.
H®1 cBA3aH C nsmeHeHAMU B reHe NF1, KOTOpbIV KoaMpyeT besok

HePOPUNOPOMIIH.

HenpodrnbpomaTtos 1 Tna BHeCeH B CMNCOK OpPpdaHHbIX
3a6oneBaHun. Koo MKb — Q.85.0

HenpodrnbpomaTtos 1 Tmna — CMHAPOM C NOJIHON NeHeTPAHTHOCTbLIO
N BaprabesibHOW 3KCNPeCcCUBHOCTLIO, MOXET NPUBOAUTDL
K XXN3HEYrpoXXaroLMM COCTOAHUAM N TpeboBaTb YaCTOro MeagnLUMNHCKOro

BMeLlaTenbcTBa. OgHako 60/NbLUMHCTBO NALMEHTOB C AAHHbIM
3a60/1eBaHMEM XXUBYT MNOJIHOLLEHHOW >XWU3HbIO.



KOTI'Z4A MOJXKET bblTb MOCTABJIEH ANATHO3?

[AnarHos HempoPprbpomaTos 1 TUNa MOXeT ObITb MOoCTaB/1eH
npuv HaINYMKM coveTaHAa ABYX N 6boslee CMMMNTOMOB:

® wecTb M 60nee NATeH LBeTa «Kode ¢ MosIoKOM» («café au lait,
cal»)* 6onblwe 5 MM Yy geten 1 15 MM Y B3POC/bIX;

Hannuyre ABYX N 6onee 06bIYHbLIX HEMPOPLOPOM,
nmn6o ogHom NnekcnGopMHO HENPOPUOBPOMBI;

rmnepnMrMmeHTaums B NoAMbILLEYHOW /NN MaxoBO 0bnacTu;

y3esKU nuua (NMUrMeHTVUPOBaHHbIE raMapTOMbl PaSy>KKW);

3HAUNTE/IbHble KOCTHbIE aHOMAJINN, TakMe KakK JTOXXHbIU CyCTaB,
ANCa3nd KPpblJ1IbEB Kfll/lHOBVI,D,HOI?] KOCTWU, CKOJINO3 1 TA.,

rMMoma 3puTeNbHOro NyTy;

©® Hannume HP1 TMNay ogHOro 13 poanTenen;

@ naToreHHbIN reHeTNYECKUIN BapuaHT B reHe NFI.

HenpodumbpomaTos 1 Tuna — CMHAPOM C LUMPOKNM CMNEKTPOM
KNNHNYECKUNX NPOABNEHUN, KOTOPble MOTYyT 3HaUYNTE/IbHO OT/INYATbLCA
Y pa3HbIx ntoaen ¢ HP1 um gaxke cpean 4YieHOB O4HOWN CeEMb.

YKa3aHHble NPU3HaKWU MOryT BCTPeYaTbCA B JIIOO6OM
coyeTaHUWN, HO HM OANH N3 HNX B OTAE/IbHOCT/ He ABNSAeTCA
AOCTAaTOUYHbIM ANA ANArHOCTUKU HP1. TakXKe OoTCyTCTBME

KaKoro-nm6o n3 npmsHaKkoB (Hanpumep, NATeH uBeTa «kode
C MOJIOKOM», KOTOPbIe MPUCYTCTBYHOT NPMePHO Y 90% 60NbHbIX
H®1) He NpenaTCcTBYEeT NOCTaHOBKE AMarHo3sa.

*ECnn Hanmnume NaTeH LBeTa «kode ¢ MONIOKOM» UM MeTIKUX MUTMEHTHbIX NATEeH

B NOAMbILLEYHbIX 1 MaxXoBbIX 06/1aCTAX ABNSAETCH e4MHCTBEHHbIM NOAXOAALLINM
KpuTepuem, To AnarHos HempoopmnbpomaTtos 1 Trna Hanbosiee BepodATEH.

TeM He MeHee, B UCK/TIUNTENIbHbIX CNy4YasaXx 3TU NMPU3HaKy MOryT CBUAETENbCTBOBATL
O APYrom AnarHose (Hanpumep, cnHApoMm Jlernyca)
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MEPBbIE MPNSHAKW H®P1:

Kak npaBnno, nepBbiMU NpunsHakamuy HP1y geten aBNAHOTCA NATHA LiBeTa

«KOde C MOSIOKOM», KOTOPbIe YKa3blBatOT Ha BO3MOXHOCTb Ha/IMYUNSA
3abo0s1eBaHNA y pebeHKa. pyrme nposaBaeHnsa CMHAPOMAa MOTryT BO3HUKATb

C BO3pacToM. Hanpunmep, CUMNTOMBbI, UMeroLLe KOXHbIe MPosB/IeHUS,

yallle BCero NposABAAKTCA NMPY POXAEHUWN, B M1a4eHYeCKOM BO3pacTe Nau

40 AOCTMXKeHUs pebeHKOM Bo3pacTa 10 ner. [NpnmepHOo B 10-15 neT XxapakTepHbIM
CTaHOBUTCS NnodBieHne HempoPprbpom, 0bpaszoBaHME KOTOPbIX MOXeT
NPOXOANTb BHYTPW Tesla U 3aTparmeBaTbh AeATe/IbHOCTb Pa3/IMYHbIX OPraHoBs.

B CydadX, Korda KimHN4Yeckad KapthnHa HeEe COBCEM ACHAQ,
YCTAHOBWUTDb ANAITHO3 NMOMOXKET reHeTN4YecK aHanums.

Tak>ke npu HenpodmbpomaTtose 1 TUNA
y NauMeHTOB BCTPEYAIOTCA:

@ snumnenTuyeckme NPUCTynbl; @ HN3KOPOCNIOCTh;

@ paHHee NoNoBOE CO3PEBAHME;

@ OnyXonn LieHTPasibHOW HEPBHOV
CUCTEMbI;

® v apyrue 6onee peakvie NposaABAeHNS,
@ BVILLIHEBbIE AHTVOMbI (MSATHA He ABMALWMeCcs ANAarHOCTNYeCKUMN,
Kamnb6enna ge MopraHa); HO TpebyroLie BHMaHWS.

@ KCaHTOrpaHynembl;

CMINTOMbI HP1:

0 MAaTHa uBeTa «Kode ¢ MOZIOKOM» U rmnepnmrmeHTauuns

[1lnockme NATHa CBETN0-KOPUYHEBOTO LiBETa BCTPEYaroTCA NOYT
y 90% nauneHToB C HenpodprbpomaTtosom 1 Tmna. OHM 6e3onacHbI

N He HeCyT Bpeaa 340POBbH0.

[aHHbI CMMNTOM ABNAETCH CAMbIM PAaHHUM 11 YacTo e4VHCTBEHHbIM
B paHHeM AeTCKOM BO3pacTe NpuU3HakoM HerpopumnbpomaTosa.

[losBneHve rmnepnurMeHTay v B NogMbiLLEYHOW U/ NaxOBOW
o6s1acTn, NATeH KOPEenHOro LBeTa, Kak NpaBnio, He NpeACTaBAAIOT
OMNACHOCTU ANS 340PO0BbS, XOTA MOIYT CTaTb MPUYNHOW
NCUX0JI0rMYecKoro AnckomaoopTa.
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e Ko>XHble/noAaKo>XHble Hepodnépombl

Henpoodmnbpombl Takxke OANH 13 CaMblX pacnpPoCTPaHeHHbIX NPU3HaKOB
HenpoodmbpomaTosa 1 TrMna, OHM MOTYT BbITb KOXXHbLIMU (Ha MOBEPXHOCTI
KOXXI) NV NOAKOXHbIMU (NMoa KoxXel),

BONbLUMHCTBO U3 HUX HEe HeCyT cepbe3HOoro Bpeaa 340P0BbI0 NMayyeHTa,
HO MOFYT BbI3blBaTb CyLLEeCTBEHHbIN ANCKOMOOPT, 60/1b 1 3yA. KonnyecTso
HeMpoPMb6POM HEOANHAKOBO Y PAa3HbIX MALMEHTOB N MOXeT BapbNPOBaATLCH
OT HECKONIbKMX LUTYK A0 COTEH U Aaxe Tbicay. KoXXHble drbpomMbl Npun
HenpoodmbpomaTose 1 TMa ABAAKOTCA A06poKavyeCcTBEHHbIMMW.

KoXHble 1 NOAKOXHbIe HePOPpUOPOMbI MHOTAA YAANAKOTCA
No NpeAnnCcaHMIo Bpaya, ecin 13-3a HUX MNauneHT UCMNbITbIBaeT
60/1e3HeHHbIe OLWYLEeHNA NN CePbe3HbIN ANCKOMOOPT.

M'MnepnurmeHTaums NATHa LiBETAa Ko>kKHble/nogKo>XHble HenpoPpubpombl
«Kode C MOTOKOM»

e MnekcndpopmMHbie HeMpPoPM6pPOMBI

MnekcndpopmHaa Hempopumbpoma (MH) — 310 0cobbIN TUN
HepodnbpoMbl Npu HerpoprbpomaTose 1 TrMna, NnpeacTaBnseT

cobon yannHeHHoe andPpy3Hoe obpa3oBaHUe, KOTOPOe, Kak NpaBuio,
NOKaNM3yeTcd B MecCTax NPoxXoXAeHWA HepPBOB, Mo KOXXen Nnu

BO BHYTPEHHUX OpraHax, Tak)ke MOXeT CB/CaTb Haj NOBEePXHOCTLHO
KOXW, 06pasya cBoeobpasHble y3/bl. 3a4aCTyr Ha/inume 3TOM ONyXO0Nn
NpoBOLMpPYeT pa3pacTtaHme N o6BMNCaHME KOXIK C MUTMeHTauneun, yate
Ha Tesie N peXke — Ha nunLe.



B oThnyme oT KOXXHbIX HEMPOPrOBPOM
naekKCcnPopMHbIe HeMpPoPrOPOMbI YaCTO
06HapY>XMBAKOTCA B A4eTCTBE U CHNTAKOTCH
BPOXXAEHHbIM COCTOSIHNEM, MOTyT BO3HUKATb

B /II060M YaCTU Tena, BK/IK0Uas rosIoBy U LLUELO,
rNasHNLbl, KOHEYHOCTW, FPYAHYH KNeTKY, OPHOLLHYIO
NO/I0CTb U Tas.

C TOUKWM 3peHna CTPoeHUS, NaekcndopmMmHada Henpodrbpoma
npeacTaBadeT coboun, kak NpaBuao, Aob6pokavecTBeHHYH OMyXo/b,
COCTOALLYH U3 KNeTOK Pa3/INYHOro T1na:

HEeMPOHHbLIX aKCOHOB;

LLIBAHHOBCKUX KNEeTOK;

dnopP0oHbNACTOB, TYUHbIX KNeTOoK (MacToLnTOB);
MaKpo®aros;

neprHeBpasibHbIX KNETOK,;

BHEKJ/IETOYHOW MaTPWLbIl TIMa KOJ1Jialr€Ha.

Hanunume nnekKcMpopmMHbIX HeMPOPUOBPOM MOXET BbI3BATb HE TOJIbKO
AedeKTbl KOCMeTnYecKkoro njaaHa (Hanprmep, rmneptpodPuro KOXN

NN TUNeprnnrMeHTaumnio), HoO U caaBaBaHMe BHYTPEHHKX OPraHoB Tena
N COCYAO0B B pe3ynbTaTe pa3pacTtaHuns, UTo MOXeT HapYLNTb

MX HOpMasibHOe QYHKUMNOHKMPOBaHMeE. DTOT NpoLLecc MOXeT NpoTeKaTb
beccMNTOMHO.

PocT nnekcnpopMHbIX Henpodrbpom MOXKeT NPOoAO0/IHKATLCA Ha
NPOTAXXEHNN BCEN XXU3HU YesioBeKa, XOTA MHOIme yyeHble OTMeuatoT,
UTO BEPOATHOCTb NOSAB/IEHNA KPYMHbIX pa3pacTatowmnxcsa o6pasoBaHNi
Y MOBEPXHOCTU KOXN Hanbonee BbICOKA MMEHHO B NMepBble rogbl XXN3HW.

Hannune HempodmnbpoMbl MOXET COMPOBOXAATLCS
60/1e3HEHHbLIMMN OLLYyLLeHAMIK. A NOCTOAHHAs 60/1b B 06/1aCTK
naekKcMpopMHON HepPoGNOpPOMbl MOXKET YKa3biBaThb

Ha 3/l0Ka4yecTBeHHOoe COCToAHMe onyxonu (MannrHsauns
NPoONCXoaUT NPpUMeEPHO B 8-13% cny4yaeB).



[layneHT Ao/HKeH HabnraaTbC MyAbTUANCUUNIUHAPHOW
KOMaHAOW cneumanmncToB, BK/1I0Yada XMpypra, OHKOJ10ra,
opTanbMoO/IOra, optoneaa n T4,

AnarHoctuka INH ocywecrtBndetca nocpeagctsom MPT nam KT

C BHYTpUBEHHbLIM KY (KOHTpPACTHbLIM ycuneHmnem), Y3 B HEKOTOPbIX
CNydasx TakXKe MOXeT 6biTb MHPOPMATUBHbLIM. EC1M OTMeuaeTcs
6LICTPLIN POCT 06pa30BaAHUA, NOSIB/IEHUNE K/TMHNYECKUX CUMMTOMOB
NN HAaCTOPaXXMBAKLLAA PeHTreHo/1Iorn4yeckasa KapTuHa, TO MOXeT ObITb
nokasaHa 6moncmsa obpasoBaHuA.

B HOA6pe 2021 roga B P® 66121 3aperncTprpoBaH NepBbIv B MUpe npenapar,
OAO06pPEHHbIN ANs IeYeHNS CUMNTOMaTYeCcKnX HeonepabenbHbIX N1eKCMPOPMHbIX

HepopnbpoM y AeTel.

[aHHbIV NpenapaT pebeHOoK MOXeT NMoayunTb 6ecrniaTtHo vepes PoHA NoaaepPiKKK
AeTeln C TAXKeNbIMU XN3HEeYrpoXKaroLWKMN N XPOHUYeCKMU 3ab60/1eBaHnAMN,
B TOM yncie peaknumum (opdaHHbIMW) 3aboneBaHUAMU, «Kpyr 4oopax.

° KOCTHbIe NMaTo/1Iormm

CKOJINO3

CKOINo3 BCTpevaeTcs npu HerpoombpomaTose 1 Tmna npuMepHoOo
y 12-20% nauneHToB. B 601bLUNHCTBE C/ly4daeB OH NPOTeKaeT B JIErKOW
dopmMe 11 NposaBAAeTCd B NOAPOCTKOBOM BO3pacTe.

B 60nee TAXKeNbIX CNyYasX OH MosSB/ISETCA B PAHHEM JeTCTBE U TpebyeT
TWATEeNbHOro HAbIKAEHUSA Yy CNeLnanmcToB, XOPOLLO 3HAKOMBbIX

c 3a6oneBaHMEeM, TaK Kak B HEKOTOPbIX C/Ty4asiX CKOJIMO3 MOXKeT
nporpeccrupoBaTb 6ykBa/lbHO 3a HECKOJ/IbKO MecsiLEB 1 TpeboBaTh
ornepaTrBHOIo BMeLlaTeNbCTBa.

NNTO)KHBbIVN CYCTAB

[TpMepHO y 5% nauneHToB ¢ HP1 BCTpeyaeTcs NOXKHbIA CyCTaB
60/1bLLE6EepPLOBOU KOCTMW.

Kpome Toro, MoryT BCTpeydaTbCa ciyydam gepopmMaum rpygHoum KneTku.,



e [Nnnoma 3pmTEe/ZIbHOIO NyTWU

MpmepHoO y 15-20% naymneHToB C HP1 BCTpeyaeTca rMmoma
3puTenbHoro nytn. ObbIYHO OHa BO3HMKAET B BO3pacTe A0 6 feT.

[Tpn H®1 rnnoma 3pnTesIbHOro Nyt He BCerga npoaBifeTCs

B CUMMNTOMAaX N TpebyeT fieyeHnd, O4HAKO B HEKOTOPbIX C/Tly4HasaAX OHa
MOXEeT Cepbe3HO NMOBAVATb Ha 3peHne 1 TpeboBaTb CPOYHOrO
BMeLwaTtenbcTBa. [Npn HP1 ramombl 3pUTeNbHOMO NyT XOPOLLO
NOAAATCA IeYEeHUD XUMUMoTepanmen N TapreTHbIMy npenapaTtamu.

e Y3enku Jimwa

Y3enku Jlnwa npeAcTaBnaoT cobon aobpoKayecTBeHHble TKaHeBble
CTPYKTYPbI TVINA raMapTOMbl, MPUCYTCTBYHOT Y 60/IbLLUNHCTBA B3POC/1bIX
nayneHToB ¢ HP1 m He HecyT Bpeja 340POBbLIO NaUMeHTa.

0 doKanbHble 06nacTu runepnHTeHcMBHOCTU (FASI)

O6Hapy>XuBarTca y npymepHo 80% nauneHToB ¢ HP1 1 npeaCcTaBadaoT
cobon obnact runepuHTeHcnBHoro MIP-curHana Ha T2BN v FLAIR,
PaCrnonoXeHHble B 6asanbHbIX AApax, TaaMyce, CTBOJIe MO3ra, Mo3)euke
n cybkopTnkanbHOM 6enomM BeLlecTBe.

Mopdonormnyeckn npeactaBnAarOT CO60U yUHaCTKM
MUeNHOMNATUM C yBennm4yeHrem Bakyoaen. Ha cerogHALLIHNN
AeHb HeT Hay4HbIX AaHHbIX, KOTOPble Obl A0Ka3blBa/N
Kakoe-nnbo BNMaHMe HaAnuma o4aroB Ha 340p0OBbe

NN KOTHUTWBHbIE CNOCOBHOCTY pebeHka ¢ HP1,
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Apyrmne cMmMnToMbl:

[launeHTbl ¢ HP1 MOryT 6b6ITb HUXKE cpeaHero pocTa.

JTOT CMMMNTOM, OAHAKO, HMKAK He CKa3blBaeTCHd Ha 340pOBbLe
nauneHTa. B HEKOTOPbIX CNyYaax MOXeT ObITb MpoBeAeHO /ieyeHne
ropMoHaAbHOW Tepanuen. Takxke y onpeaeneHHOro npoueHTa
AeTelt MOXeT bbITb paHHee Uin no3aHee NooBoe Co3peBaHue.

Takxe ntogn ¢ HO1 MoryT cTpagsaTtb rmnepToHMen, nos3Tomy
NauneHTbl A0KHbI CNeJnTb 33 CBOUM JaBNEeHNEM.

NMHTennekT y nayneHToB ¢ HP1 06b6IYHO HaXxoaMTCA B npeaenax
HOPMbI, O4HAKO AeTAM MOXeT NnoTpeboBaTLCA AO0NOJIHUTENbHAaA
nomMoLlb B LLUKoe. TpyAHOCTU C 0byyeHMeM BO3HUKAKT MPMepPHO
y 50% petent ¢ HP1.

0 Kpome Toro y geteini ¢ H®1 goctatoyHo yacto BcTpeyarotcs CABI
n npunsHakuy PAC, 3apep>Xka peyeBoro pasBuTtus.
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HAB/TIOAEHUE NALMEHTA
C HEMPO®UVBEPOMATO30M 1 TUMA:

PerynapHoe HabnogeHue y cneymManmncToB NMo3BOAeT NayieHTam
C HP1 XnTb NONHOUEHHOW XN3HbI. TeM He MeHee, B paMKaxX AaHHOro
CMHAPOMAa MOTYT BO3HUKATb XXN3HEYrpoXarLine COCTOAHNS, B CBA3
C YeM naymeHtam c HP1 pekomeHA0BAHO HabOAEeHE He TO/IbKO

y neguaTpa/TepaneBTa, HO U B COCTaBe MYJIbTUANCUUNNZIMHAPHOWN
KOMaHAbl cneuunanamncToB.

MoryT noTpe6boBaTbCs ob6paLleHUsa K cneayroumm
cneymanuctam:

@ 'CEHeTuK (AnarHocTtmnka 6onesHu, NaaHMpPoBaHMe
bepeMeHHOCTN);

HeBpoJior (HeBposiornyeckie CUMMNTOMbI, 60/1b);

|

opTone/ (CKO/IMO03, BHYTPMUMNO3BOHOUYHAsA NaToO/I0Mn4,
® oxHLI cycTaB 60nbLLebepLoBOU KOCTKN);
|

opTanbmosior (Hannuyme ysenkos Jlrwa, rMMomeil
3PUTENILHOIOo NyTN);

AepmMaTonor (MaTHa uBeTa «kode C MOTOKOM», KOXXHBbIE,
® NOAKOXHbIe U NieKcnGopMHble HeMPOoPUOBPOMBI).

A TaKoKe:

@ «Kapagwnonor,

@ ncuxosor, gedpekronor, iorones (3agep>kka NCNXmMYecKoro,
MOTOPHOrO, peyeBoro pa3BuTUS, TPYAHOCTU C 0byyeHnemMm,
NPY3HAKNM PACCTPOUCTB ayTUCTNYECKOro cnekTpa n/mnm
CMHAPOMA AedpULNTa BHUMAHUA U TUNEPaAKTUBHOCTI);

negnatp (NpodunnakTuika, neyeHmne n peabunntaums);
OHKO0T (NP HAaNN4YnNM onyxonen);

3HAOKPUMHOMOT (paHHee NoJsioBoOe Co3peBaHMe,
HN3KOPOCAOCTb, ApYyrmne sHAO0KPUHONOrM4yeckme npobsiemsbl).




HAB/IOAEHUE NALMEHTA C Hb1 BKJTHOYAET:

E>xeroaHbI BpavyebHbI OCMOTP, BK/IHOUAKOLWMIA CO6Op aHaMHe3a
n pursnkKanbHoe obcnegoBaHMe (BKIOYadA 4epMaTonormyeckimnia
OCMOTP 1 HEBPO/IOrnyeckoe obcniegoBaHme), KOTOPbIN NO3BONAET
BbISBUTb HacTOpa>kmBawLime Nnpu3HaKkun:

® nobag 6eICTpopacTyLlas HEKOXHAA HEMPOoPMbpoma;

® nepudepunyeckas HemponaTna C moTepen YyBCTBUTE/IbHOCTI
NN ABUTaTeNbHbIX QYHKUNIA;

HapacTaHue 60/1eBbIX OLLyLLEeHUN (0COB6eHHO, eCc/i OHW ByAAT
pebeHKa HOUbH) TN NU3MEHEeHMe NX XxapakTepa.

PerynapHoe odpTasibmosiornyeckoe obcnegosaHue

Takoe HabntogeHe 0Cob6eHHO BaXXHO NMPoBOANTL Y AeTeNn
C BO3pacTa 12-18 mecsLueB B CBA3U/ C PNNICKOM pa3BUTUSA
MNOMbI 3pUTE/IbHOro NyTW:

@ 0a30Bas oueHKa oCcTPOThI 3peHNs (MPY JOIKHOM NOArOTOBKE
odpTanbMOI0ra BO3MOXHaA C BO3pacTta 12-18 mecdueB), LLBETOBOMo
3peHNA N NoJien 3peHns A01XKHA NPOBOAUTLCA C TOro BO3pacTa,
Koraa pebeHOK CocobeH NponTy TeCTpoBaHMe, MOHMMaS
N BbIMOJIHAA NPOCLOLI Bpaya.

OueHka Ha npeameT prcka KOMMIJ1 npn H®1 gokHa
NPOBOAUNTLCA Y AeTen C OBEHU/IbHbIMU KCAHTOrpaHynemMaMu,




B cBA3M C OTCYTCTBMEM KOHCeHCyca MMUPOBOIro Hay4YHoro cooé6LiecTBa
OTHOCUTE/NIbHO Lies1eco06pa3HOCTU NpoBeAeHUNA eXXerogqHou
MarHUTHo-pe3oHaHCcHOU ToMmorpadum (MPT) ronoBHOro Mo3sra, Bornpoc
O YacToTe NpoBeAeHNA AaHHOMO NCC1eA0BaHUA AO/IKEH 00CYyXXA4aTbCA
MHANBNAYaNIbHO B KaXXA0M KOHKPETHOM c/lydae C 1edallM Bpayvom,

C YYEeTOM KJIMHNYECKUX NPOoSABAEHUN 1 Xanob nauneHTa.

HeT npenapaTa unm Tepannu, NO3BONSAOLLNX BbIJIEUNTL
3a60n1€eBaHMe MNOIHOCTbIO: B HACTOsILLEe BPeMSA BO3MOXHO TO/IbKO
CUMNTOMATNUYECKOe eyeHmne nposasieHnin HP1, KoTopble BAVSIOT
Ha KauyeCTBO XXM3HW N YrpOoXXatoT 310POBbIO.

KMETOAAM TEPAINMNIN OTHOCATCA:

Xnpyprmnyeckoe seyeHume (CTporo rno nokasaHuam);
MeANKaMeHTO3HOoe JieyeHune;

dn3noTepanmns;

ncuxosiornyeckasa NnoaaepKKa;

Tepanusa 6oaun.

B Poccun y)xe cerogHs cywecTByrOT MegULMNHCKME LeHTPbI, KOTopble
NPOBOAAT HEObX0oAMMble eXerogHble KoMnaekcHble ob6cegoBaHNA ANS

AeTen c HempodprbpomaTtosom 1 Tnna B pamkax OMC. Takme LeHTpbl ecTb
B MockBe, CaHKT-lNeTepbypre, EkaTepnHbypre, KpacHogape, Tomcke u TA.

bonee noapo6HyI0 MHPOpMALLUIO O JAaHHbLIX LLleHTPaX MOXHO
HaUTK Ha cante nf2217.ru AN NO3BOHWMB Ha [OPAYUYIO NTNHUIO
no HenpoodrbpomaTosy 88002341390

nf2217.ru 8 800 23413 90

Kpome Toro, paa deaepanbHbIX MeAULMHCKUX yUpeXkaeHUIA
NpPeAoCTaBAAT BpayaM BO3MOXHOCTb NOJ/yYeHUst TeneMeaAnLNHCKUX

KOHCY/bTauunn,



NF2-ACCOLUMNNPOBAHHbLIN LLBAHHOMATO3

NF2-accoynmnpoBaHHbIV LUBAHHOMATO3 - pejJlkoe reHeT4yeckoe
3ab0s1eBaHVe ayTOCOMHO-A0OMVHAHTHOIO TUNA, KOTOPOe BCTpeyaeTcs
npMepHOo y 1 3 25 000 HOBOPOXKAEHHbIX (B pPa3HbIX NCTOUHUKAaX
MOXHO BCTPETUTb PasHble AaHHbIe: OHN MOTYT 3aB/CEeTb OT CTPaHb,
a TaKXe nepuoga, korga npoBoANINCL NCC1es0BaHUSA).

MonekynapHo-reHeTnyeckme nccsiegqoBaHuA BbiABUNY
NnpuHUMNManbHble OTAINYNA B NaTtoreHese H®1 1 NF2-accounmMpoBaHHOTIO
LLIBAHHOMAaTO34a, KOTOopbLIe NpeACTaBAAT co601 pa3Hble 3abo1eBaHUA

N TpebyrT AndpepeHUNPOBaAHHOTO KANHNYECKOro noaxoaa.

Bo3HuKarowme npuv 3ToM 3ab601eBaHNMN ONYX0N ABNAKTCA
Ao6bpoKayecTBeHHbIMU, HO BUosiornyeckn 6onee arpecCUBHbIMMU,

yemM Npu HempoodmbpomaTose 1 TuUMa.

Pa3zBnTture 3ab6oneBaHnA CBA3aHO C NOBpeXaeHNeM
reHa NF2, KOTOPbI/ NOKaNnN3yeTca Ha A4/IMHHOM Njeye
22 XPOMOCOMBbI 11 KOAUNPYET CUHTe3 6enka Mep/iInHa.

KAK MPOABJIAETCA?

[1pn NF2-accoummpoBaHHOM LLBaHHOMAaTO3€e NMPONCxXoanT
pPa3BuUTVEe onyxosier Ha BOCbMOM YepernHo-MO03roBom HepBe,
UTO 3a4acCTYyH BbI3bIBAEeT AaBJ/iIeH/e Ha C1yXOBble HEePBb!

N MPUBOAUNT K MoTepe cayxa.

TakXxe NpMMepHO B NOAPOCTKOBOM BO3pacTe NMosABAATCS:
3BOH B yLLUaX, OHeMeHue 1nLa, rolIoBoOKpy>KeHue, HapyLueHue
6asaHca Tena, XpoHN4YecKume rosioBHblIe 6onw.

[Tpn HanNMuMKM onyxosien CMNHHOIO MO3ra BO3MOXHO
OHeMeHue Apyrnx yactewv tena.



Y nrogen ¢ NF2-accoummnpoBaHHbIM LLUBAHHOMATO30M MOFYT TakXe
PAa3BUTLCSH Apyre TUMnbl A06pPOKaYeCTBEHHbIX ONyX0Jie F0/IOBHOrO
NI CMHHOIO MO3ra, a TakXXe paHHAA KaTapaKTa. Y HeKOTopPbIX
NaLMeHTOB BCTPEYaATCA MEHUHTMOMbI U 3NeHANMOMbI -
A06pOKayeCcTBEeHHbIe OMyX0/n, pacTyLime U3 K1eTok MO3roBbiX 060/104eK.

Peako, HO Yy 3TX NAaUMEHTOB TOXe MOryT BCTPeyaTbCsa NATHA LBeTa
«KOde C MOJIOKOM» 1N KOXHble HeMpOoPprbpOoMBI.

PaHee 3T0 3abon1eBaHMe Ha3biBan0Cb HEMPOPOPOMATO3

2 Tna. OceHblo 2022 roga MexayHapoaHble cneunanmcThbl
peLnin N3SMeHNTb Ha3BaHMe, HoBoe HasBaHuKe, KoTopoe
cnepyet Tenepb ncnosb3oBaTb — NF2-related schwannomatosis

— NF2-accoynmnpoBaHHbLIV LLUBAHHOMATOS3.



LLIBAHHOMATOS3

LLiBaHHOMATO3 - 3TO pejKoe reHeT4yeckoe 3aboneBaHue,

KOTOopoe 6b1/10 BbIAB/IEHO He TaK AaBHO, XapakKTepusyeTcs
0b6paszoBaHMEM MHOXeCTBEHHbIX LUBAHHOM, HO HECOOTBETCTBYHLLX
Kputepuam NF2-accounmpoBaHHONo LWBaHHOMATO3a.

LLIBAHHOMATO3 cBA3aH ¢ myTauneun reHa SMARCB1 vnn LZTRI
Ha 22 XpoMOCOoMe. BbI3blBaeT pa3BuUTre 4ob6pokayvecTBeHHbIX OMyxo/iei
— LWBAHHOM — 06bIYHO Ha CMMHHOM MO3re N nepndepnyeckmnx HepBax.

CIMINTOMDI:

CMNTOMbI LLUBAHHOMAaTO3a 06bIYHO BO3HMKAKOT B BO3pacTe

oT 30 A0 60 neT, XOT4d OHWM MOTryT BO3HNKHYTb B JIK6OM BO3pacTe.
OCHOBHbIM KJIMHNYECKNM NposaB/ieHeM LLBaHHOMATO3a ABNAETCH
pasBUTUE LUBAHHOM, OT/INUNTE/IbHbIX OMYyXO0Jiel, KOTOpble pacTyT
Ha nepundepunUeckmnx HepBax.

Hanbonee pacnpocTpaHeHHbIM NPY3HAKOM ABASIETCA XpOHMUYecKas 60/1b.
CumTaeTcs, YTo 3TO BbI3BAHO, NO KpalHen Mmepe, YaCTUYHO LLBAHHOMaMWU,
KOTOpble pa3pacTasiCb AABAT HA HEPBbI. BONb, KOTOPYIO NCMNbLITLIBAKOT NHOAW,
He BCerga NnponopLumoHasbHa pa3mMepy NMMeRLUXCS ONyxoen, a ee
MHTEHCMBHOCTb 1 YacToTa 3HAaUNTE/IbHO BapbMPYHOTCA CPpeAn NALMEHTOB.

Y MHOTrMX nauneHTOB CO LUBAHHOMATO30M 60/1b ABASETCS
eANHCTBEHHbIM CMMMNTOMOM 3a60/1eBaHUS, 11 NO 3TON NPUUMNHE
LLIBAHHOMATO3 YacTo TPYAHO ANATHOCTUPOBATD.

Camoe Ba)kHoe oTinuume ot NF2-accoumMmnpoBaHHOrIo LWBaHHOMAaTO3a
3aK/1lo4aeTcs B TOM, YTO Yy MauMeHTOB CO LUBAHHOMATO30M 06bIYHO

He pa3BMBaIKOTCA ONMYyX0JiIn HA BECTUOYNSAPHOM HepBe, KOTOPble BbI3blBatOT
noTtepto cnyxay nogen ¢ NF2-accoummpoBaHHbIM LLUIBAHHOMATO30M

(3@ ncknroYeHnem HeKOTOpPbIX ONMMCaHHbIX B INTepaType cydaes).

Kpome TOro, Apyrvie TuUnbl ONyxoaen, KOTopble MOTyT BO3HUKHYTb Y /II0Ael
¢ NF2-accounmnpoBaHHbIM LLUBAHHOMAaTO30M (BK/1H0OYAA MEHUHTNOMBI,
3NeHANMOMbI U aCTPOLMTOMbI), He BCTPeUYaloTCca y TeX, KTo 6o1eH
LUBAHHOMATO30M, 33 pegknMm ncknryeHmnem. OcobeHHocT HP1,

Takuve Kak npobsiembl C obyyeHMeM 1 NATHA LUBeTa «Kodpe C MOSTOKOM»,
TakXxe He NPUCYTCTBYHOT Y /It0Ael CO LUBAHHOMATO30M.



rEHETUYECKWUW AHANN3
HA HENPO®UNBEPOMATO3

Ecnn knnHnyeckme npoasneHms y naumeHTa COOTBEeTCTBYIOT
KPpUTEepUaM ANArHOCTUKN HeEMPOoPrbpomMaTos3a, TO reHeTUYeCKni
aHanns reHoB NF1 n NF2 He aBNnfaieTcAa ob6a3aTeNibHbIM.

B cnydae, eC/in KIMHN4YeCKad KaptrHa He COBCeEM ACHA, AdHHOE
ncanegoeaHmMe rNoOMoXeT yCTaHOBUTb T YTOUHUTD ANAlHOS.

[eHeTUUYECKUU aHaNN3 TaK)Ke HeobXoAMM [/15 BbIACHEHWA XapakTepa
NPoOnNCXoXxaeHna mytaunm (yHacnegoBsaHa mam Bo3HUKNA “de novo”),
obcnenoBaHMA ApYrx Y1eHoB CeMbU U NpoBedeHda npeHaTaibHOW/
npenMnaaHTayMoHHOM ANArHOCTUKIA.

OpgHako noaTBep>XAeHVe myTauunnm B reHe NF1
npun Hempopumobpomartose 1 TrMa ABNAETCA 06A3aTe/IbHbIM
ANa nonyyeHus nauyieHToOM HEeKOTOPbIX TapreTHbIX NpenapaTos.

Hanpumep, 4na geten c cuMntoMaTmnyeckon HeornepabenbHON
NAeKCnPOpPMHON HeNpoPrbpoMoUn Hannyme reHeTUYeCKoro
aHanmsa aBnaeTca obsasarteNlbHbIM yC10BMEM ANs noayyeHus
Heobxo4MMOro npenapara 3a cyeT cpeacTB poHAaa «Kpyr gobpax.

BAPWAHTbI CAAYN NALNEHTOM
BECIJIATHOIO TrEHETUYECKOI'O AHAJIN3A

PIrbHY nm. akagemuka H.lN.boukoBa npoBoAUT 6ecnyiaTHYIO
ANArHoCTUKY NauMeHToB C CMMNTOMaMn HeMpopmnbpomaTos3a
N LLBAHHOMATO30B.

Ana caayum KpoBm He06Xo4MMO NONYyUYNTL 6ecniaTHYI0 KOHCYNbTauuio
c reHeTukom ®IbHY nm. akagemuka H.l.boukoBa (HanpasneHue



OT Bpaya He TpebyeTcsd, NauMeHT MOXET 3anncaTbCs Ha Nprem
CaMOCTOATE/IbHO), HAa KOTOPOW Bpay Mo Haanumo CMMnTomoB HP
NPUHUMAET peLleHre 0 NpoBeAeH 6ecniaTHOro aHanm3sa nauneHTy.
B pamkax AaHHO NporpaMmmbl NALMEHTY MOTYT ObITb Ha3HAYEHbI;

NONCK TOYKOBbIX MyTauunin B reHax NF1 n NF2 meTo40M
BbICOKOMPOWM3BOANTE/IbHOIO NapansenbHoro cekseHmpoBaHusa (NGS);

NONCK NPOTAXEHHbIX Aeneuni B reHe NFI,
NOVCK NPOTAXEHHbIX geneunin B reHe NF2,

noATBepXxaeHne obHapyxeHHon metoaoM NGS TOUKOBOW MyTaunn
MeTOAOM cekBeHnpoBaHMA no CeHrepy (N1aTHO).

dIrby HMU ATON im. Amntpua PoraueBa MmnH3gpaBa
Poccuvnm npoBoAUT MeAUNKO-AMNarHoctnyeckoe
KOHCYNbTUPOBaHMe 1 peann3aunio NPOTOKO10B
HabngeHnsa geten C CMHAPOMaMK NpeapacnooXeHHOCTI
K onyxosieBbiM 3a60/1€BaHUNAM.

[Mporpamma OO0 «MegKoHHeKT» npu nogaepxke
KoMnaHunn AstraZeneca.

B pamkax gaHHou nporpamMmmbel PIEHY nm. akagemmka H.I. boukoBa
NPOBOAUT 6ecn/laTHYI0 ANAarHOCTUKY A4 NaUNeHTOB

C HepodumnbpomaTosom 1 TUNa N NnoaTBEepP>XAEeHHOW
naekcnpopmHon HenpoPmbpomoun (Bo3MOXHA ANCTAaHLUNOHHASA
cAaya KpOBU 13 perroHa npoXxmnBaHUsa yepes N060ro Bpaya
nauneHTa, MHCTPYKUMA AOCTYMHA Ha canTe nf2217.ru).

YyacTme Bpademn n nauneHToB B NporpaMmmMe 6ecnnaTtHoe.



NMALUMEHTCKAS OPTAHU3ALMA «22/17»

MexpermoHanbHada obuiecteBeHHas
opraHmMsaymga cogencTers NOMoLLM NayieHTam
C HeMpoPprbpomMaTo3oM «22/17» — 3TO

] 7 HeKkoOMMepyeckaa opraHmn3aums, co3gaHHag

poanTenamMmmn pebeHka c HempoPrbpPoOMaTo30M.

22

JTO egNHCTBEHHAas B Poccum opraHunsauus,
KOTOpasi OKa3blBaeT CUCTEMHYIO

nogaep XKy nroaam ¢ HepodmnbépomaTosom
N LUBAHHOMATO3aMM.

B PAMKAX AEATEJIBHOCTW «22/17»:

ocywiectesngaeT MHPOPMALMOHHYHO

N 0bpa3oBaTeIbHY NoAAePXXKY NauMeHToB
C HepodMbPOMATO30M MO PA3/INYHBIM
acrnektam 3aboneBaHUS;

yyacTByeT B CTAHOB/eHUM NpodeCcCcOHaIbHOW
MeANLIMHCKOW MOMOLLM NauneHTam
C HepodrM6POMATO30M;

coAencTByeT HaNnaXXmMBaHUO 3PPEeKTUBHOIO

B3aIMOAENCTBUA MeXAay MeaNLUNHCKUM
COOOLLEeCTBOM, NccieaoBaTenamMy
N NauNeHTaMu;

NPUHMMAET Mepbl K TOMY, UTOObI BCe NaUNEHThI
C HeMpoPrbpPOMaTo30M MOT/IN CBOEBPEMEHHO
NoNy4YaTb KBaIMPULMPOBAHHYO MeANLINHCKYHO
NOMOLLb 1 BECTW NOJIHOLUEHHbIN 06pas XXU3HW,
HeCMOTpPSA Ha Hannuyme reHeTM4YeCcko NOJIOMKMI.

20



Echn Bam nnn Bawemy nauneHTy Heobxogmma nomMollb B MONCKe
Bpaya, XopoLlo 3HaKOMOro ¢ HempoPrbpomMaTo3oM, MeANLMHCKOTO
LLeHTpa, NpoBOAALLEero KoOMnaekcHble obcnegoBaHusa agetam ¢ HO,
lopuanydeckas nogaep)xkka nauneHTta B nonyyYeHUmM MHBaANAHOCTI
NN HeobxoAMMbIX NpenapaToB, Bbl Bcerga MmoxeTte 06paTtuTbCA

K HAM U Mbl C y40BOJ/IbCTBMeM Bam nomoxkem.

bonbLie nHopMaLMM 0 3a60/1eBaHUNN 1 CMNCOK MeANLMHCKUNX
yupexaeHnn, 0KasbiBarOLWMX NOMOLLb NaUNeHTaMm
C HeMpPopMOPOMATO30M, MOXHO HAUTU Ha canTe nf2217.ru

CBA3SATbCA C HAMMW.

@ nf2217.ru 9 Info@nf2217.ru

[opAYyaa "TNHUA
8-800-234-13-90

Ansa 6bICTPOro nepexoaa Ha CauT,
HaBeauTe Kamepy TenedpoHa Ha qr-Koa

[m] x=:! [m]

[=]
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BAKHO SHATD!

Kaxkabli cnyyan 3ab6oneBaHna HeMpPOodUOPOMaTO30M
CTPOro NHANBUAYANEH.

PaHHAA AnMarHoCTuKa v BMeLlaTe/IbCTBO YBE/INYMNBaKOT
LLIAHCbl HA CBOeBpeMeHHOe BbidB1eHNEe CUMMTOMOB
60s1e3HU N NX NeyeHune.

CorsiacHo AaHHbIM 3apyb6eXkHbIX nccnepoBaTenen, cam

Nno cebe HenpoPprbpPOMaTO3 He ABAAETCA NPOTMBOMNOKA3aHNEM
K NpUBMBKAaM, NpoBeLeHNI0 Maccaxa, HaxoXaeHo pebeHka
Ha conHue, JIOK, 3a ncknroyeHmem ciyyaen, Koraa yka3daHHble
npoueaypbl ABAAKOTCA NPOTUBOMNMOKa3aHMeM npuv Hain4vnm
COMYTCTBYHOLLLEro COCTOAHUS.

Tak>xe cam no cebe AMarHo3 HepopmnbpomaTos He ABNAETCA
nokKasaHeM K YCTAHOBJ/IEHUIO MHBaJIMAHOCTU, NOCKOJIbKY
nposiBneHme Npmu3HakoB MOXeT 6blTb He3HaYNTEeIbHbIM

ANA 340P0OBbA N HE BNNATb Ha Ka4eCTBO XN3HWM NauneHTa.
OAHaKo paj CMMMNTOMOB, TAKUX KaK KOCTHbIe NaToornm nnu
onyxonn UHC, MmoryT 6bITb NPUYNHOW YCTAaHOB/IEHUS
MHBa/IMAHOCTN MaLMeHTa.

OTcyTCTBME CUMNTOMOB Y NMaLMeHTa He OTMeHsAeT
Heob6xoAMMOCTU nepmnognyeckmx oébciegoBaHun
N NpoBeAeHNA NPoPUIaKTUYECKUX MeponpUATUIA.

HenpodpumnbpomaTos MOXeT NPUBOANTDL
G K d)KU3HeYrpo>XarLwwmnm COCTOAHUAM 1 TpeboBaTb YacToro
MeAVLUVHCKOro BMeLlaTeIbCTBa.

0 OAHaKO 60/1bLUMHCTBO MAaUMEeHTOB C AaHHbIM 3ab0/1eBaHEM
XVBYT MNOJIHOLLEHHOW YXU3HbIO.

bykneT nogroroBneH MexpermoHanbHou ob6LecTBeHHOW OpraHu3aumnen
COA4enNCTBMA NMOMOLLW NMayeHTam C HepodnbpomaTo3om «22/17», 2023.



015 3AMETOK
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