


Hemerrkuit matosor F. D. von Recklinghausen (Pexnunrxaysen) (1882)
BIIepBbIe YCTAHOBWJI CBSI3b MEX/Y AePMATOIOTHYeCKOU U
HeBPOJIOTUYECKOM CUMIITOMAaTHUKOU U NIPeJIOKUI Ha3BaHUe
< HelpodubpomaTos > . OH Ke BbIJIe/THIT IeHTPATbHbBIN U
nepudepuyiecKrii BADUAHTHI.

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

i A

Heiipopubpomaro3s

H® tumn 1 - bone3np
PexsiHrxayseHa; H® tyn 2 -

nepudepruIecKuii ueHTpanbHbIA HP
HO

[IIBaHHOMATO3




Hetipodpmnbpomaros Tuirt 1

CaMbIX YaCTHI HEMPOKOXXHBIM CUHPOMOM.
YHacroTa OT 1:2500 HaceneHus L0 1:7800
AyTOCOMHO-IJOMHHAHTHOE 3a00/IeBaHUE

[eH oT/iM4aeTcst BBICOKOM IEHETPAHTHOCTLIO.

BbpIicOoKast 4acTOTa BOSHMKHOBEHMSI HOBBIX MYTallUU, OTIPeJie/IsieTCs
OobIIMMU padMepamu reHa (gnHa 350kb). Temn MyTHpoBaHUs reHa
H®1 sinsieTcst omHUM M3 Hanboee BBICOKUX U3 BCEX U3BECTHDIX
3a00/IeBaHUSX YeI0BEKa , a MpuMepHO 50% ciry4daeB 3a00/1eBaHUS
NPe/ICTaB/SIOT COO0M MyTallu de novo.

[en kopupyet 6GefoK HeMPOGUOPOMUH, SIBISTIOUIUHACS CYIIPECCOPOM
OITyX0JIeBOro pocTa. HetipodubpoMuH nmpoayupyeTcsi B HepBHbIX
KJIETKAX M CIellMa/IM3UPOBAHHBIX KJI€TKAX HEHPOI/INH
(omuromeHapoiuTax v I1IBAHHOBCKHX K/I€TKAX).



KnnHunyeckue nposiBneHus

aoauua. CuMnTombl , acconunpoBatnbie ¢ HO1

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

95%
(Y B3pOCJIBIX)

~30%

[TaTHa «kode ¢ MOJIOKOM»

BecHy1uaTtocTtb

Vienku Jluia

[TnexcudopMHbie HelpoHUOPOMbI

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

310KauecTBeHHbIE ONYXO0IU NepudepuuecKoii
HEPBHOI CHCTEMBbI 8—13%

29-45%

[1ceBaoapTpo3bl 1-2%

TpyaHocTu npu oGyueHUU | 30-65%

deoxpoMaMToMa Penko

FOBeHuIbHAs MHEI0-MOHOLIUTapHas
JeikeMus Penko




[TaTHa «Kode c Motokom»

.




INU/AINIDIC K1 11U/ NU/NTNIDIC

$GruOPOMBI







Y3enku JIuiia




[TnexcudopmHas Helipopubpoma




(CKOJIMO3




[logxoapl K 1e4eHn1o

B HacTost1iee BpeMst He pa3paboTaHo crienudpuieckom
(maroreHeTnyeckoi) reparuu HP1.

[Tpu HapyireHHsIX 00y4aeMOCTH M KOTHUTHBHBIX HApYyIIeHUSIX
peKoMeHIyeTcst oOydeHue ZieTei U MOJPOCTKOB B CIEIIIKOIaX U
IpoBe/leHre COITUAIbHOUN peabrInTalu 00bHbBIX. OTYXO0/IH SIBISIIOTCS
NPUYIHUHOM 00I€EBOTO CUHIPOMA U CHYDKeHU s pyHKUMA. [Tpu
BbIPa)XK€EHHOM 00JIEBOM CUHIPOMEe Ha3HAYAIOTCSI HEOMMHUOAHbIE U
OTMHOUHbIE AHAIBTeTUKHU, TPUIIUK/INYECKHe aHTH/IeTTPeCCAHThI
(OCTOPOXKHO B BH/Ie PHCKa MIPOBOKAIIMH CYIOPOXXHOTO CUHIPOMA),
TOomMpamar (TormamMakc), HeMpPOHTHUH (raGareHTHH).

Oproneguyeckue onepanuy NOKa3aHbl IPU HAJTUYUU KOCTHBIX
nepopmanyiii, CKOIM03a. XUPYypruveckye ornepaliiu TaKkkKe MMPOBOSITCS
IpU Ha/IMIUM 60J1e3HEHHBIX HeHpopruOpom miu HelpodruOpoMm, TUTIOM
VJTM TIATTHJIJIOM OOJTBITHUX PA3MePOB, a TAK)Ke MPHU PACIIOIOKEHUH
OmyxoJsiel B 00/1aCTSIX MOCTOSTHHOM TPAaBMATU3AIUU W OIyXOJIeH,
SABJISIOLINXCSI TPUYIUHOU KOCMeTH4YecKoro fedekTa. /lyueBas Tepanus u
XWMeOTEePAITHsI BbITTOIHSAETCS B C/TyYasiX MaJIMTHU3AIINH OITyXoJiei (0T 3
10 20% Bcex ciryyaeB NF1).



[TpodurnakTrka

[IpeHaTanbHasa puarHoctuka NEF1 nmpoBoguTcs B ciry4dasix
BBISIBJIEHUS OOJILHBIX (MIN
6eCcCHMITTOMHBIX/MaIOCUMITTOMHBIX HOCHUTE/IeM
IIaTOJIOTUYECKOI0 T'€Ha) POAUTE e,

NneraTudmkaiims myTtaimii B reHe u ipsimast JIHK-
auarHocTuka HP1 Trna 3HaYUTENTbHO 3aTPYAHSIIOTCS
TMTAaHTCKUM Pa3MePOM reHa, paKTUIeCKHUM OTCYTCTBHEM
MA)KOPHBIX MYTAIIHH, a TAaK)Ke HATUIHMEM OOJIBIIOTO YHCJIa
TOMOJIOTMYHBIX JIOKYCOB. | I[piHMMast BO BHUMaHUe TOT
daKT, 4TO A6COMOTHOE OOBIIMHCTBO MyTaluii B reHe HP1
IIPUBOJAT K CHHTE3Y «yCcedeHHOTO» HeHpopHuOpPOMHHa,
MYTALMOHHBIN aHA/TU3 MPOBOAUTCS B EPBYIO o4Yepeb Ha
PHK/6enkoBom ypoBHe ¢ momoisio PTT-metoga (PTT -
protein truncation test, aHri1.)



HetipodpubpomaTos Tu 2

AyTOCOMHO-TOMUHAHTHOE 3a00/IeBaHME C BBICOKOM
MeHeTPAHTHOCTHIO

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

Oxono 50 % Bcex cydaeB H®-2 y mpo6aHA0B BOSHUKAET B
pe3y/bTaTe HOBBIX MyTAllUH;

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



KnnHunyeckue nposiBneHus

IBYCTOPOHHHE BeCTHUOY/ISIpHBIE IITBAHHOMBI

KO)XHbI€, CITHHA/IbHbIE ITBAHHOMBI

OTCYTCTBHeE y3e/KOB JIuiia (OHM BCTPeYaroTCs JIUIIIb B
5 % ciaydaeB HP-IT)

MeHbIIlee YHCJIO MSTEeH IiBeTa Kode C MOJIOKOM IO
cpaBHeHUI0 ¢ HD-1

IOBEHITbHAsI KaTapaKTa

Y manmenToB ¢ HP-11 mpeo6afgaroT IIBAHHOMBI,

YTpara oprieHTallMK TP HBIPSTHUU IO, BOAY SIB/ISETCS
crierfupUUeCKUM TIPOSIBIEHNEM IITBAHHOM
BecTuOYIsipHO# mopuyu VIII HepBa mpu HP-U u
BCTpevaeTcs y 20 % MaljueHTOoB.



T1 MRI with contrast







JledyeHue

BBuny pasnuunoro tedenust HO-H ero neuenue nomxHo
OBITh MHANBUAYAaTU3UPOBAaHHBIM. [Ipu pelnenru Bompoca
O JIeYeHUH OITyX0Jield HeOOXOAMMO YYUTHIBATH CTETIEHD
YHKIIMOHATBHBIX HAPYLIEHUM, YUCJIO OTTYXOJIEN U UX
pa3MepBhl, a TAKXKe BO3PACT NalreHTa. /leueHue
BeCTHUOY/ISIPHBIX IIBAHHOM JTO/DKHO YYUTHIBATh COCTOSTHHE
cayxa. Ecm onyxonb oTanvyaeTcst MeiJIeHHbIM POCTOM WU
O4YeHb Be/TNKa, YTOOBI OBITH yIa/IeHHOM 0e3 Mmoc/ieayolei
IJTyXOThI, TO TOKAa3aHbI MapliMaJIbHAS Pe3eKU s UIN
MPOCTO IUHAMUUYeCcKoe HabmogeHre. /leueHue apyrux
MHTPAaKPAHUATBHBIX OTTyX0JIEH TAKOe YKe, KaK U Y O0TbHBIX

oe3 HO-IT.



