


Hemerrkuit matosor F. D. von Recklinghausen (Pexnunrxaysen) (1882)
BIIEPBbIE YCTAHOBUJI CBSI3b MEXY AePMaTOIOTUYECKOU U
HEeBPOJIOTUYECKON CUMIITOMATHUKON U NIPeJIOXKUJI Ha3BaHUe

< Hetipopnbpomaros > . OH e BbIJENTU/ HEHTPATbHbBIN U
nepudepruyecKuii BADUAHTHL.

B 1987 1. Kondepennmeit HammmonanpHoro nHCcTHUTYTA 310p0Bhst CIITA
(NIH) 6sut1 chpopmyTpOBaHbI KPUTEPHUU AUATHOCTUKH TAHHOTO
3a00/1eBaHUS.

B 1990-X OTKPbIThI I'€HBI, ,I[E(I)EKTI)I B KOTOPBIX BbI3bIBAIOT IIATOJIOTHUIO.



B bl HEUPOPUBPOMATO3A

*Hetipodpubpomaros
*H® tum 1 - bone3us Peknmurxaysena; nepudepuyeckunii H

*H® tun 2 - genrpanpHbiii HO

e[IIBaHHOMATO3



Hetipodpmnbpomaros Tuirt 1

CaMbIX YaCThI HEMPOKOXXHBIM CUHIPOMOM.
YHacroTa 0T 1:2500 HaceneHus L0 1:7800
AyTOCOMHO-JOMHUHAHTHOE 3a00/IeBaHUE

['eH oT/iM4aeTcs: BBICOKOM IEHEeTPAHTHOCTLIO.

Bbicokasi yacTOoTa BO3HUKHOBEHUSI HOBBIX MYTAlIUH, OTIpeie/IsIeTCs
Oo/IBIIMMHU pa3Mepamu reHa (amuHa 350kb). Temn MyTHpoBaHYMs reHa
H®1 siBisieTcst ogHUM M3 HarboJiee BICOKUX M3 BCEX M3BECTHDIX
3a00/IeBaHUSX YeI0BEKa , a mpuMepHO 50% cirydaeB 3a60/1eBaHUS
peACTaB/ISIOT CO00¥ MyTaumu de novo.

['eH kompupyet 6GeloK HeMPOPUOPOMUH, SIBISIOUIUCS CYIIPECCOPOM
OIyX0JIeBOT0 pocTa. HetipodpurbpoMuH nmpoayupyeTcsi B HEpBHbIX
KJIETKAX M CIeI[Ma/IN3UPOBAHHBIX KJI€TKAaX HEMPOI/IUH
(omurogenapoiuTax v [1IBAaHHOBCKUX K/I€TKaX).



KnnHunyeckue nposiBneHus

aoauua. CuMnTombl , acconunpoBanHbie ¢ HO1

CUMITOMBI Yacrora
>95%
KoXHbIe/TOAKOXHbIE HEHPOHUOPOMBI >95%
90%

95%
(Y B3pOCJIBIX)

~30%

[IaTHa «kode ¢ MOJIOKOM»

BecHy1uaTtocTtb

Vienku Jluia

[TnexcudopMHbie HepOHUOPOMBbI

[71Moma 3puTeIbHOrO HepBa
(cuMnTOMaTHUeCKas-6eCCUMNTOMHAs) 5—-15%

310KauecTBeHHbIE ONYXO0IU NepudepuuecKoii
HEPBHOI CHCTEMBbI 8—13%

29-45%

[1ceBaoapTpo3bl 1-2%

TpyaHocTu npu oGyueHUU | 30-65%

deoxpoMalMToMa Penko

KOBeHuIbHAS MHEI0-MOHOLIMTapHas
JeikeMus Penko




[TaTHa «Kode c Motokom»

.




INU/AINIDIC K1 11U/ NU/NTNIDIC

$GruOPOMBI







Y3enku JIuiia




[TnexcudopmHas Helipopubpoma




CKOJIMO3




[logxoapl K 1e4eHn1o

B HacTostiee Bpemst He pa3paboTaHo crieludpruiecKom
(maroreHeTuyeckoit) Tepanuu HP1.

[Ipu HapylIeHHsIX 00Y4aeMOCTH U KOTHUTUBHBIX HaPYHIEHUSX
peKoMeHyeTcst OOydeHue JeTei U MOAPOCTKOB B CIEIIIKOIaX U
IIPOBeJIeHHE COITUATIPHOMN peabumuTaiuu 60abHbIX. OIyX0/TH SIBISIOTCS
MIPUYUHOM 60/I€BOTO CHHAPOMA U CHIDKeHUst QyHKuui. [1pu
BbIPa)K€EHHOM 00/I€BOM CHHAPOME Ha3HAYAIOTCSI HEOITHOAHbIE U
OIMOU/THbIE AHA/TBI€TUKH, TPUITUKINYECKHe aHTHIEITPeCCAaHThI
(OCTOPOXKHO B BUJIe PUCKA ITPOBOKAILIMU CYyZOPOXKHOTO CUHAPOMA),
TONMpaMar (TormamMakc), HeMPOHTHH (rabaneHTHH).

OpTonenuyecKkue onepaliyv MOKa3aHbl P HATMIHUHM KOCTHBIX
nedopmanmii, ckomosa. XupyprudecKkre orepaly TakKe TPOBOASTCS
IpU HaIMYUU O00se3HEeHHbBIX HeHpoduOpoM uiu Helpodpubpom, TUIom
VU TIATTAJUIOM OOJIBIINX PAa3MePOB, a TAK)Ke MPU PACTIOIOKEHUH
OTyXOJiei B 00/IaCTSX MOCTOSTHHOW TPAaBMAaTHU3allUH HJTH OITyXOJIeu,
SBJISTIOLIUXCS MPUYHUHON KocMeTH4decKoro fedekra. /lyueBas Tepamnus u
XMMeOTEePATUS BBITIOHAETCS B CJTy4asiXx MAaIMTHU3ALMHU OMyXoJiei (0T 3
1o 20% Bcex cmy4daeB NF1).



[TpodurnakTrka

[IpeHaTanbHas suarHoctuka NF1 mposogutcs B ciryvyasx
BBISIBJIEHUSI OOTBHBIX (MTH
6eCcCUMIITOMHBIX/MAaTOCUMIITTOMHBIX HOCUTE e
MaTO/IOTMYEeCKOr0o TeHa) POJUTeIe.

NneaTudmkaiys Mmytaiui B reHe 1 nmpssmast JTHK-
auarHoctrka H®1 Tuna 3HaYUTE/IbHO 3aTPYAHSIOTCS
TUTAaHTCKUM pa3MepoM T'eHa, GaKTHIEeCKUM OTCYTCTBUEM
MQ)XOPHBIX MYTalIMH, a TAaK)Ke HATMIWeM OOJTbIIOTO YHCIa
rOMOJIOTUYHBIX JIOKYCOB. [ IpHHMMast BO BHUMaHUeE TOT
$aKT, 4TO A6COMOTHOE OOJBIIMHCTBO MyTaIluii B rene HP1
IIPUBOJSIT K CHHTE3Y «yCeYeHHOT0» HeMpoPpUuOpOMHUHa,
MYTALlMOHHBIN QHAIU3 TPOBOAUTCS B TIEPBYIO OYepeb Ha
PHK/6enxoBom ypoBHe c omoinsio PTT-metoma (PTT -
protein truncation test, aHIJI.)



HetipodpubpomaTos Tu 2

AyTOCOMHO-TOMUHAHTHOE 3a00/IeBaHME C BBICOKOM
MeHeTPAHTHOCTHIO

Yacrora HP-2 1:30 000—40 000 HacejieHUS,

Oxoio 50 % Bcex cydaeB H®-2 y mpob6aHA0B BOSHUKAET B
pe3y/bTaTe HOBBIX MyTALIUH;

[en H®-2 komupyetr 6emok MERLIN
(Moesin-Ezrin-Radixin-like-protein).Mepiux BoBnedeH Bo
BHYTPHUKJIETOYHBINA TPAHCIIOPT MEMOPAHHBIX PELIEIITOPOB,
IPUBOAIIMX K HX Jerpajallii B TU30COMax. YTpara
GYHKIIMOHA/IPHOM aKTUBHOCTH MEPJ/IMHA BC/IECTBHE
MyTaiiuy reHa H®-2 npuBoauT K rumepakTUBaIluU
IIPOMMTOTE€HHBIX CUTHA/IbHBIX ITyTEH.



KnnHunyeckue nposiBneHus

IBYCTOPOHHME BeCTHOY/ISIpHbIE ITBAHHOMBI

KO)XHbIE, CITMHAJIbHBIE IIIBAHHOMBI

OTCYTCTBHeE y3eaKOB Jluiiia (OHU BCTpeYaroTCs JIUIID B
5 % ciaydaeB HP-IT)

MeHbIllee YHCJIO MSTEeH IiBeTa Kode C MOJIOKOM II0
cpaBHeHUIO ¢ HD-1

IOBeHW/IbHASI KaTapaKTa

Y manmenToB ¢ HP-11 mpeo6afgaroT IIBAaHHOMBI,

YTpaTa opreHTaIyi TP HBIPSTHUM 1O, BOAY SIB/ISIETCS
crielipruvecKUM MPOsiBJIeHUEeM IIIBAHHOM
BecTuOynsspHOU nopiyu VIII Hepsa mpu HP-U u
BCTpevaeTcs y 20 % MaijueHTOoB.



T1 MRI with contrast







JledyeHue

BBuay pasnu4uHoro tedyenuss H®O-H ero nedyenune 10/mKHO
OBITh MHANBUAYATU3UPOBAHHBIM. [Ipu peliteHun Borpoca
O JIeYeHUH OTyX0Jiel He0OXOUMO YUHTHIBATD CTeIeHb
PYHKIMOHATBHBIX HAPYLIEHUH, YMCJIO OITyXOIer 1 hX
pa3Mephl, A TAKXKe BO3PACT NarueHTa. /leueHue
BeCTUOY/ISIPHBIX IIIBAHHOM /IO/DKHO YYUTHIBATH COCTOSTHUE
ciyxa. Eciu omyxonb oT/iMdaeTcsi MeJIeHHbIM POCTOM HJIH
O4YeHb Be/INKa, YTOOBI OBITH yIa/IeHHOM 0e3 moc/ieAyolei
TTYXOTbhI, TO MTOKa3aHbI MapIlia/ibHAST Pe3eKIs WU
IPOCTO IMHaAMHUYeCcKoe HaOmogeHue. J/ledeHre Ipyrux

MHTPaKpaHUAIbHBIX OITyXOJIeH TaKoe JKe, KaK 'y O0JIbHBIX
oe3 HO-IT.



