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YKPAIHA

Henpogibpomatosn € [ocuTb MOWMPEHMMM CMAgKOBUMM  ayTOCOMHO-
AOMIHAHTHUMW 3aXBOPHOBAHHAMM, CNiSIbHOT O3HAKOK AKUX € YTBOPEHHS B YpaXKeHOI
ocobun gobposikicHMX (piawe 3nosKiCHUX) NyXAWMH HEePBOBOT TKaHUHKW. 1o uiel rpynu
3axBOploBaHb BXOAATb TOMIOBHUM YMHOM HenpodibpomaTtosd 1 Tuny (NF-1) Ta
Henpodpibpomatod 2 Tuny (NF-2), a Takox wBaHHomato3d (SWN), 4dkuin
XapaKTepU3yeTbCA  BUHUKHEHHAM  MHOXWHHWUX  LUBAHHOM, CYMNpOBOMAXYBaHUX
cunbHUM 6onboBuM cuHgpomoM. Y 50 % nauienTis i3 NF 1 i 2 Tunis ta y 50-80%
XBOPUX LLUBAHHOMATO30M MPUYUHHI MyTauil € CNOHTaHHUMMU, B iHLWINX BUMNagKax BOHU
ycnagkoBaHi Big 6atbkis [1].

HannowmpeHiwmm i3 BulesasHadeHux pisHosuAais € NF-1 Tuny, akmin npucyTHin
96% Big ycix ypaxeHux. 3aranbHi NOWNPEHOCTI UMx XBOpob CTaHOBNATL BiANOBIAHO
ana Hempodibpomatosdy 1 Tuny 1:3000 oci6; ansa 2 Tuny 1:33000 oci6 ta ans
weaHHomaTo3y 1:60000.[1]

[ns KOXHOro 3 TvniB HeMpodibpomMaTo3y BUSIBMIEHO FEHU, YPaKEHHS SIKUX
cnpuymHioe 1X MaHidpectadito. Tak, ansa NF-1 ue ogHonmeHHun reH (NF1), skui
rniokanisyetbcst Ha gosromMy nnedi 17-i xpomocomu (rnokyc 17q11.2) i kogye cuHTe3
Oinky HerpoibpomiHy [2,3].

Y cBOW 4epry HerpodibpomaTos Apyroro TUMy CNpPUYNHEHUIA MyTaUIE Y reHi
NF2, nokanisoBaHoOMy Ha JOBromy nneudi 22-1 xpomocomun (22q11) i kogye cuHTE3
MepNiHy, KU € NyXNMHOCYNPecopHnM Binkom. [ns weaHHOMaTO3Yy Hapasi cutyauis
€ MEeHLU AOCNimKEeHOo, ane BigoMo Wo MeHwe Hix 20% nogen i3 umm giarHo3om
MalTb ypaXeHoro ogHoro 3 6artbkiB, Han4acTiwe i3 myTauieto B reHi SMARCB1
(SWI/SNF Related, Matrix Associated, Actin Dependent Regulator Of Chromatin,
Subfamily B, Member 1). BiH kogye MaTpuKC-acoUINOBaHUN aKTUH-3aNeXHUN
perynarop XpoMaTuHy (KU € NyXAMHHUM CynpecopomMm) i okanisyeTbCs Ha OBroMy
nnedi 22-i xpomocomn (22q11.23), oyxe 6nusbko o reHy NF2. Takox Koro
HasuBatlTb INI1 (integrase interactor 1). Cepen myTauin, WO BUHUKIM «de NOvO»
10% BpaxatoTb TakoX BuLe3asHavyeHun reH i 30% BpaxatoTb reH LZTR-1 (Leucine
Zipper Like Transcription Regulator 1) y nokyci 22911.21, iHwi MmyTauii 3HaxoasaTbCs
Ha cTagil BMBYeHHs [2,4,5].

Yci Tpu TMnn HernpocpibpomaTosiB MalTb CBOI XapakTepHi KMiHIYHI NposiBu.
3okpema, anga HerpodibpomaTosy 1 TNy XxapakTepHe MHOXWHHE YPaXXEHHS CUCTEM
opraHiamy, a came HeBpPOJIOriYHi, LWKIPHI CUMNTOMU, YpaXKeHHA M’AKUX TKaHUH Ta
aucnnasisa KiCTOK, NOpyLUeHHs 30aTHOCTI OO0 HaBYaHHA Ta MigBULLEHUNA PU3KK
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3M0SKICHMX HOBOYTBOpPEeHb. OCHOBHOK XapaKTepHOK MyXAWHOK MNpU LbOMY €
Henpodpibpoma. TpuBanicTb XUTTA Takmx NauieHTiB y cepegHboMy Ha 15 pokis
MEHLLA 3a cepeHto B nonynsuii, B OCHOBHOMY 3a paxyHOK PO3BUTKY B HUX 3MOSKICHNX
HOBOYTBOPEHb, iHCYNbTIB Ta iHdapkTis [1,2,3,6].

Henpodgibpomatod 2 Tuny nNpOsIBASETbCA MNepw 3a BCE BPOMAKEHUMMU
ABOCTOPOHHIMW HEMPOMaMM CIyxXOBOro HepBy (BECTUOYISAPHI LLUBAHHOMM), @ TaKoX
HWi NyXSIMHW YepernHux Ta CNUHHOMO3KOBMX HEPBIB, MEHiHrioMn, eneHaumMomu
[2,3,6].

[ns wBaHHOMATO3y Yy CBOK 4epry XapakTepHi MHOXWHHI LUBAaHHOMM, SKi
3a3BuMyan CynpoBOXAylTbCA cunbHMM Gonem. OaHak, Ha BigmiHy Big NF-2, npwm
LUbOMY BUAi HenMpogibpomaTosy He BUSBMAKTLCA HEBPOMM CITyXOBOro HepBy [4,5].

Hanbinblw nowmpeHuMm, siK 3a3HadeHo BuLLe € HenpodibpomaTtos 1 Tuny, Wwo
Aae nigctaBu poO3rnsHYTM NOro AeTtanbHiwe. [pyrolo 1Moro Haseok € xBopoba
PexniHrayseHa, Ha YecTb BYeHoro skuin y 1881 poui onucas 1T Ha npuknagi AekinbKox
KenciB oro nauieHTiB. KinbkicTb xBopux ypaxeHux NF-1y cBiTi Hapasi 6nm3bka 4o 1
MJIH, MPUYOMY MOLLUMPEHICTb KONMBAETLCS B 3aSIeXXHOCTI Bif MICLLEBOCTI Ta MeToay
aocnigpkeHHsa Ta ctaHoBuTb 1:3000 ons kpaiH 3axigHol €sponu Ta AMepuku, 1:7800
ANs KpalH nocTcouianiCTUYHOro npocTopy, a B YKpaiHi 3HaXOAUTbCA Ha piBHI
nokasHmka 1:5000 (npunyomy 3aranbHa KinbkicTb xBopux gocsarae 10 tucay)[1,7,8].

Binok HenpogibpoMiH, CUHTE3 SKOro MOLKOMKYETbCA MyTauieto B reHi NF1
(17911.2), € nyxnuHHUM cynpecopHuMm 6Ginkom (e6, e7), akun crabinidye
NPOTOOHKOreH Ras y 1noro HeakTuBHin popmi (€8) i TUM caMUM NPUTHIYYE KNITUHHY
nposicepaduito, WO € OCHOBHUM MeXaHi3MOM PO3BUTKY 3axBoptoBaHHSA [1,3].

HanxapakTepHilow 03HaKow € MOoegHaHHS BUOAUMMUX LUKIPHUX YpaeHb Ta
NyXAUH HEPBOBOI TKAHWUHWM, OCKINbKM NpU iHWKX dopMax HenpodibpomaTosis 3MiHM
LUKIpM Ta HeHeBpasibHi CMMNTOMU BUSBNAKOTLCA AyXe piako [3].

Mpwn HasBHOCTI HP-1 y nauieHTa 3a3Buyan NPUCYTHI LLKIPHI CUMNTOMM (NNAMM
KONbOpPY «KaBM 3 MOJIOKOM», MaxBoBi abo naxoBi BECHSHKW), MyXIMHU HEPBOBUX
00OONOHOK, BHYTPILWHbOYEPENHI NMyXNMHW, BY3nukM Jliwa (ramapTtoMun pangyxku).
MoXnmBmMin TakoX PO3BUTOK [fliOMM 30POBOr0 Hepsa, Aucnnasis KInHonodibHol
KICTKM, BUTOHYEHHS KOpM AOBruMx Kictok. Y 70% nauieHTiB  ypaxeHux
HenpodibpomMaTo30M Li 03HaKN BUABMAKOTL LWe NpoTsarom 1 poky XuTTs. HasBHICTb
poamya nepworo ctyneHsa 3 NF1 i xoya 6 ogHOro 3 Buwe3asHa4YeHMX CUMMNTOMIB
0Ge3CyMHIBHO CBigYMTb Ha KOpUCTb UbOoro AiarHosy [1,3,9]. Takox xapakrepHi
KOFHITUBHI MOPYLUEHHA (BaXKICTb Y HaBYaHHS, po3nagu yBaru, rinepakTUBHICTb, a
TaKOX YacTo 3MiHW, XapaKTepHi Ansa ayTuamy), MOXINUBI NOPYLLUEHHS 30pY, BPOAKEHA
rmaykoma; CUMMATOMM MHOXMHHOI  Aucnnasii  KiICTKOBOI  TKaHWHW,  CKORio3,
ncesgoapTtposu [1,2,3,7].

OcHoBOW fiarHOCTUKKN HenpohibpomaTody € KniHiYHa ouiHKa, 30ip ckapr Ta
aHamHe3dy nauieHta. [iTam 3a BignoBiAHUMW KRiHIYHUMKW KPUTEPIAMU NMPOBOASATb
TakoX MPT ronoBHoro mo3sky. [ns niaTBepaKeHHs AiarHO3y BUKOHYKOTb reHeTUYHe
TeCTyBaHHS, A5 BUABMNeHHA ypaxeHoro reHy NF-1, ogHak HeraTuBHui pesynbTtaTt He
BMKITIOMAE MO3aivyHy (PopMy 3axBOPHOBAHHSA. TakoX AaHe OBCTEeXEeHHS € KOPUCHUM
AN1S1 BU3HAYEHHS reHOTUNY Nnoaa, AKLo BXe Bi4OMO WO OAUH i3 6aTbKiB € ypaXKeHUM,
y AaHOMY BUMNaAKy NPOBOASATb aMHioLeHTe3 Yn Bioncito BOPCUH xopioHa [2,7].

BegeHHs nauieHTiB € KOMMMEKCHUM | BKMNOYaE MNepioguyHi MeaudHi ornagu
KOXHi 2 pOKW, CMOCTEPEXEHHS Y MEOUYHOIO reHeTuKka, HeBposiora, ogTanbmMosora,
aepmartonora, optoneaa Ta iHWKX Nikapis, 3aneXxHo Big KIiHiYHKX npoasis. [itam oo
3-X PpOKiB peryndapHo BUMIPIOIOTb OKPYXHICTb TOSIOBM, MNPOBOAATb  OLHKY
NMCUXOMOTOPHOIO po3BUTKY. 1pM HAsiBHOCTI HEBPOSOMYHUX CUMMTOMIB BMKOHYIOTb
MPT, EETI, peHTtreHorpadito yepena [7].
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Hapasi npuumHHe nikyBaHHsi He po3pobneHe, TOMy OCHOBO € CUMNTOMATUYHO-
OpieHTOBaHe fiKyBaHHS, a TaKOX XipypriyHe BuaaneHHs Henpodibpom Ta Ximio-
/papioTepanisa 3NoAKICHUX NyXNWH. TakoX 3apas akTMBHO AO0CHILXKYHOTbLCS npenapaTu
AN reHHol Tepanil gaHol naTonoril [3].

OTmxe, HenpoibpomatosM € [AOCUTb BaromMol TFPYMNo  FEHETUYHUX
3axBOPHOBaHb, SKi XapakTepusylTbCAd CUCTEMHUMU YPaXKEHHAMMU, O NOTpebyoTb
NNaHOBOro MynbTUAUCUUNAIHAPHOIO CNocTEpPEXeHHs. BoHn € Baxnueum 06’ eKToMm
DOCIIOKEeHHA K Ha eTani reHeTUYHOrO KOHCYNbTYBaHHS, TaK i Ha NoAdanbLnX eTanax
BeAEHHs nauieHTa. Hapasi He Malun po3pobreHOro reHeTUYHOro MiKyBaHHS,
HenpodgibpomaTo3n, Xo4 i € MOHOreHHUMM xBopobamu, npoTe noTpedyTb
KOMMMEKCHOro nigxoay y ix BeAeHHi. OCHOBOW € paHHE BUSABIEHHSA caMoi XBopobu
Ta CTaHiB, [0 SKMX BOHA NPU3BOAMUTbL 3i CBOEYACHOK X KOPEKLIEH.
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