dakomaro3bl. TyOCpO3HBIN CKIEPO3
(0one3np bypueBuinis - IIpunrmia).
Henpopudbpomaros.

Brimonauna: cryaenTka rpynnsl M-02(1)-14
HNBanosa Haranus



MdakoMaTO3bI

- 3TO TpyIIa HACJIEICTBEHHBIX 3a00JICBAaHUH, XapaKTEPU3YIOIIUECS
ITOPAKEHUEM KOKHBIX IIOKPOBOB, HEPBHOM CHCTEMBI U TJ1a3. Peako
MOPAXKAKTCSA BHYTPEHHUE OPraHbl, SHAOKPUHHAS U KOCTHAs
CHUCTEMBL.

KiimHHYecKHe MPU3HAKHU: - INTMCHTHEIC MISITHA HA ~ KOXKE,
CETYaTKe IJI1a3;

- HANMJIOMBI, GUOPOMBI, HEUPOPHUOPOMBI AaHTHOMBI;

3a7€P’KKA B YMCTBEHHOM U (DU3NUYECKOM PA3BUTHH;

HEBPOJIOTUYECKHUE, HEUPOIHIOKPUHHBIE U COMAaTUYECKHUE
HAPYIICHUS;

CHIDKCHHAS ajanTanus K (h)akTopaM BHEIITHETO U BHYTPEHHETO
reHe3a;

oOpa3oBaHHUE OITyXOJEH.



Paziaunuaror :
| )HacaIeICTBEHHBIC AHTMOMATO3BI:

- 9HIEdaTOTpUTreMUHAILHBIN aHTuoMaro3 ( 0one3ns IlTypre-
Bebepa);

- 1iepeOpopeTUHAIBHBIN aHrnoMaro3 (0oJie3ns [ 'unnens Jiuagay);
- arakcus-Teneanru’krasus (0oje3ns JIyu-bap).

2)01aCTOMATO3HI:

- TyOepOo3HbIN cKiepo3 (0one3ns bypHeBumsa-IIpunrna);

- HEUPOKOXHBIA MEJIAHO3;

- HelpohuopoMaros.



TyOepo3HbIii cKiIepo3 (00I€3Hb

bypHeBusa-11puHIa)

* - HACJICJIICTBEHHOEC 3a00JIeBaHuE,
XapaKTEPU3YIOIIEECT PA3BUTUEM
raMapToM(J100pOKaYECTBECHHBIE
OITYyX0JIY, pa3BuBaronuecs B [' M,
KOXX€E, IIa3ax...) U JPyrux
OITYXOJIEM.

 T'ennl: 1) TSCI1, nokaan3oBaHHBIN

Ha 9934 XpOMOCOME U KOAUPYIOLINN
O€JIOK ramMapTHUH
2) TSC2, nokalIn30BaHHBIN Ha
16p13.3 xpoMoCcoOME U KOTUPYIOLIUA
0enok TyOepuH
['amapTH ¥ TyOEpHUH — CyIIPECCOPHI
T€HOB OIYXOJIEH.

) https://upload.wikimedia.org/wikipedia/commons/7/73/Tubero#Sclerosis-K
the.jpg




Tun HacjaegoBaHusA: Ay TOCOMHO-JIOMUHAHTHBIN.

B 60-70% TyOepo3HBIi CKIEPO3 SIBISCTCS CIIOHTAHHOM
MyTallkeH, T.€. HU OJAUH U3 POJUTEIICH HE OOJICH

Ecnu 0ojieH oguH 13 poauTeliell , BEpOSITHOCTh TyOepO3HOIO
CKiepo3a y peoenka cocranisieT 50%

Yacrora Berpeuaemoctu: 1:30000 macenenus, 1:6000,
1:10000 HOBOPOXKACHHBIX

Manudecranus 0ose3nu bypuesumnsa-IIpunrna garmie
MIPUXOAUTCS HA TIEPBBIE S JIET KU3HU, HO MOXKET MPOSBIIATHCSA
U B PA3JIMYHbIE BO3PACTHBIEC MEPUOIHL.



bone3ns HaunHaAeT [MPOABJIATHCA HaIlC SIMAWJICIITUICCKUMUA ITPUIIATKAMHA YIKC B

NIEPBBIC TOABI )KU3HU
* [JlopaikeHue KOKM U ee MPOU3BOIHbIX:
1)JlenmurmenTarus. [IsTHa pacnonoxenbl U@ dy3HO, 4aCTO MOSABIISIIOTCA B IIEPBHIE 3
rojia )Ku3Hu. Takke SpKUM MPOSBICHUEM 3a00JICBAHUS SIBISCTCA HAJTUUNE

JECMTMEHTUPOBAHHBIX BOJIOC, OPOBEH M PECHHUII.

https://im0-tub-ru.yandex.net/i?id=6b7fb78231f97d111d04eb54fb7dab00&n=33&h=215&w=316



2) I umepnurMeHTalny 1BETA
«KO(e C MOJIOKOM» B KOJIUYECTBE
He Oonees.

3)A1eHOMBI CaJIbHBIX JKEJIE3,
MPOSABIISIONINECS B BUJIE TISITCH
WJIN Y3€JIKOB C TJIAJIKOU U
OJIeCTAILIEH NOBEPXHOCTHIO.
Jlokanu3anus: HOCOryOHbIC
CKJIQJIKH, TOI00POJIOK, IIEKHU 1
KPbUIbs HOCA.

4)DuOPO3HBIC OJISIIKH.

5) «mmarpeHoBas Koxa» Ha CIIMHE
U B ITOSICHUYHO-KPECTLIOBOM
otaene. Hamomunuaer
areIbCUHOBYIO KOXKYPY.

6)DrOpOMBI OKOJIOHOTTEBOTO
J0XKa

http://health-post.ru/wp-content/uploads/2016/11/Tuberoznyj-skleroz-u-detejl.jpg

https://Aim0-tub-ru.yandex.net/i?id=75d48{02c345d 1b6ffe05cdc267c8c3e-1&n=13



e IMopa:kenme rina3: (MaHu(ecTanus B IIEPBLIE 2 TOHA KU3HH)

1 )raMapTOMBI CETYATKU U 3PUTENILHOTO HEPBA

2)AENUIMEHTAIMS PagyKKH __

3)Kocornasue A oo
4)anrnopubpoma Bek
5)Karapakra
6)reMHaHOIICHSI-
BBINAZIEHUE TI0JIS 3PEHUS

http://book-med.info/img/974/i_affects eye retinal-1416.jpg

* [lopakeHue BHYTPEHHHUX OPraHOB:
MeeT MHOXKECTBEHHBIN XapakTep, JIUTEIbHOE 0ECCUMIITOMHOE TCUCHUE
1 IBYCTOPOHHEE MTOPAKEHUE MTAPHBIX OPTraHOB

1) ITonmuKrCTO3 JIETKHUX, TOYEK
2)IIOYEYHO-KJIETOYHBIN paK
3)Pabmomunomel cepiia

I Tomunel IPSIMON KUIIKH. . .



* Ilopaxxenue HepBHoit Cucremsi:
1)OnuienTu4ecKue MPUCTYIbI
2)3aepKKa ICUXUYECKOTO Pa3BUTHUS
3)Hapyuienue cHa

* HapymeHuss NCUXMKTH:

1) ' unepeakTHBHOCTH
2)ATrpecCUBHOCTD

3)ayTusm



* JlMarHocTvka:

1)C6op anamnesa

2)OcMOTp OOJIBHOTO y HEBPOJIOTA

3)OcMoTp y aepMarosora

4)OcMmoTp 0TATBEMOJIOTOM C TIpOBeIeHUEM 0(TaIbMOCKOIIUY, BU3BUOMETPHUH, IEPUMETPHUH. . .
5) KT u MPT ronoBHOro Mo3ra, opraHoB OpIOIITHOW MOJIOCTH

6)Y3U cepaiia, opraHoB OPrOIITHON MOJIOCTH

7)PEHTreH rpyIHOM KJIETKH

8)nexTposHuedanorpadus

9)'eHeTHYECKHE TECTUPOBAHUS JJIsl OOHAPYKEHUS e(PEKTOB B TeHAX
10) OOmumii aHanu3 KpoBU(TIOBBIIIIEHUE KPATUHUHA, MOUYCBUHBI )
11)Ananu3 Mmouu(remaTypum )

http://www.radiologyassistant.nl/data/bin/a509797acd
86ef_20-tub-sclerosis.jpg




* B 1998 roay B IlIBenun pa3zpaboTaHbl KPUTEPUH, KOTOPHIE UCIIOJIb3YIOT
U1l YCTAHOBJICHUS auarHo3a. CBsi3aHO 3TO C OOIBIIMM pa3HOO0pa3uem

MIPU3HAKOB, COITPOBOXKAAIOIINX TYOEpO3HBIM CKIEPO3.

ﬂepml'lm.le CHMIITOMBI

BropHiuHbie CHMITOMBI

TpeTHanbe CHMNTOMBI

Alnnodudpombt i
MHuoXeCcTBeHHbBIE 0KO-
TOHOTTERBIE PUOPOMBT
KopTHKansHEIe TVOEPCH
(+ THCTONOTHA)
CyoolcHAMMANbLHBIC
V3Bl WM THTAHTOKIIC-
TOULAA ACTPOLLTOM

(| THCTOJIOTHS)
MiroxecTBeHHLIe CyD-
3MEeHTIMATEHEIS KaTh-
LIMHATEL, IIPOMHHHPYIO-
IHe B KEeTYTOYKI MO32Ta
(+ HCHPOBU3YAIT3AT (U )
MHOKECTBEHHEIE ACTPO-
LUATOMBI TTOYCK

Llepsag crenelns pogcrsa
PatnoMmoma cepiira

(+ rcTonorug wm Y3H)
I'avMapTOMBI ILTH JASTTHT -
MEHTHPOBAHHEIE TTATHA
COTYATK M

IlepebpanbHBIe TVOCpCHI
{+ HCHPOBHYA L SALLA )
Ilexa 1pIIHHPOBAHHEIS
CYOOIICHIMMA/ILHLIE YREILL
{ | HETPOBM3VATH3ALIHA)
VuacTky marpeHeBoit
KOKH
JumparTIHOMHOMATOS JTeT-
KX (+ THCTOTOTIT)
AHIHMOMHOIMITOMA TOYCK
{+ rucronorud wi Y3H)
HOAMKHCTOS 104K

{ | rHCTONOTIHHA )}

I'ionueMen mposai e
TI1THA

TToBpe& TeHHa KOXKI THITA
«KOH(pEeTTH»

TTomKIcTos Movek

(+ V3H)

JMdrpy3Hoe TTIOBPEKICHIC
OMALH 3yOOB
I'aMapToMaTO3HBIC ITOMHITEL
1PAMOMA KKK

(! THCTOMOTHA)

Kucern kocTein

(+ peHTreH)
JvMpanTHoOMHOMATO3
TMeTKuX (+ peHTIeH)
LIepeOpaibHBIC TCTCPOTOITHH,
WL «MHIPALIMOHIILIE TPAK-
Thi» B OCIOM BelICCTBE (+
HeHPOBHIVAIM3ALINA )
(PUOPOMET TeceH
['aMapToOMBL IPVIHX OPTaHOB
(+ THCTOMOTHA)

M HDaHTHIBHBIC CIIA3MBI

http://vmede.org/sait/content/Nevrologija_ped_petruxin_2009_t2/5_files/mb4.png




* boJIe3Hb JOCTOBEPHA, KOTJIA UMEETCS OAWH NEPBUYHBIA U 2
BTOPHUYHBIX WJIM TPETUYHBIX IIPHU3HAKA.

* bone3Hb BEPOATHA, KOIIAa UMEETCS OJIMH BTOPUYHBIN U OJIUH
TPETUYHBIN WM TPU TPETUYHBIX IPU3HAKA.



* JleyeHHue-cUMIITOMATHYECKOE:
1 ) AHTHAIIUIIENTUYECKHUE TTPEapaThl

2)XHUpPYypruyecKoe yaajJeHUE OIyX0JIM MO3ra TOJIBKO MPH €€
PE3KOM YBEJINYECHUU

3)Xupyprudeckoe yaajaeHue OnyxoJjieil BHYyTPEHHUX OPraHOB
IMPOBOJIUTCS TOJIBKO TOTJA, KOTJA CTpaaacT (PyHKIMS OpraHa uin
BO3MOYXHO 03JIAKOYECTBJIEHUE OITYXOJIU



Heripodpuopomarosbl

* -3TO Ipymila HACJAEICTBEHHBIX 3a00J€BaHUN U3 0J1aCTOMATO30B,
XapaKTEepU3YIOIICECs MOPAKEHUEM KOKH, IIECHTPAIbHON U
nepudepruUeCKO HEPBHOM CUCTEMBI, HHOI/IA 1 BHYTPEHHUX OPraHOB.
[Ipu 5TOM M3 HEPBHOM TKaHU (DOPMUPYIOTCSI HEUPODHHUOPOMBEL,
KOTOPBIE MOTYT OBITh KaK JOOPOKa4Ye€CTBCHHBIMH, TaK 1 HAHECTH
CEPBbE3HBIN BPEJl OPTraHU3MY, IIEPEKAB HEPBBI U TKaHU. [lopaxarorcs
kieTku I1IBaHHA, MeTaHOLUTHI, YHIOHEBPAIbLHBIC (PUOPOOIACTHI. ..

* BrlensroT AB€ 0CHOBHBIE (DOPMBI: HEHPOPHUOPOMATO3

1-ro Tuma(0oJsie3Hb PekmuHrxay3ena) u HempouopoMaro3 2-ro Tumna
(paHbIlle UMEHYEMBIE TEPUPEPUICCKUN U LIEHTPATBHBIN).



I'en: npu HeiipoduOpomarTose 1-ro THIIA MPOUCXOIUT MyTaIUs
B rene «H®O1» B 17q11.2 xpomocome. I'en «kHD 1» konupyer
0€en0K HEUPODUOPOMHUH, SIBIISIIOIIUMCS CYIIPECCOPOM
OHKOOeJKa p21.

[Ipu HerpopuOpomarose 2-ro TUIIa TPOUCXOAUT MyTAallHs B
reHe «merliny , pacnonararoiuics B XpoMocoMe 22q
(11.1-13.1). I'en kogupyeT OEIIOK C aHATTOTUYHBIM HA3BAHHUEM.

HacJiegoBanme: ayToCOMHO-IOMUHAHTHOE
boneroT 0IMHAKOBO M MY>KUYMHBI U AKECHILMHBI.
Yacrora: 1:3000 (HD1)

1:50000 (HD2)



3)
4)

5)
6)

o
IToBeimenHoe AJI.

Henpopudbpomaros
PeknuHrxayseHa.

Manudecranusi: npuxoaurcs Ha 3-15 1eT, 0COOEHHO HHTEHCUBHO BO BpeMs
pocTa peOeHKa.

CHUMIITOMBI IPOSIBIISIIOTCS. HE Cpa3y, IO3TOMY JUArHOCTUPOBATh
HelpohudpomaTos y aeteit ObiBaeT MpoOaeMaTHYHO.

CumMnroMaTruka:

YyacTku Ha KOXKe 1BeTa «kode ¢ MoiokoM». be30osie3HeHHbIEe, MOTYT
JIOCTUTaTh B pa3mepe A0 1,5 cMm u Ooee.

Heiipodubpomel niepudepruyeckux HepBOB-100pOKau€CTBEHHBIE OITYXOJIH,
pacroJjararoyecs noj Koxkei. Yare J0KaJIn3y0Tcs Ha TOJI0BE, 1Iee U
TYJOBHIIIE, PEKE Ha KOHEUHOCTAX.Y HEKOTOPBIX JOJeH OHM MOTYT OXBaThIBaTh
BCC TEJI0, BRI3BIBAs M3MEHEHNE (DOPMBI KOHCUHOCTEH U HAPYIIICHUE UX
(yHKIIHM.

BecHymiku B HeOOBIYHBIX MeCTax.(H-p B CKJIaJKaX KOXH)

[Tnoma 3pUTEIBLHOrO0 HEPBA, CLIOCOOHAS BBI3BATh U3BMEHECHUE BOCIIPUSITHUS
I[BETA.

VY3enku Jluiiia, npeacTapisioniue co0oi MATHA Ha paay KKe I1a3a.



http://www .stepwards.com/wp-content/uploads/2016/02/cafe-au-lait_spots.jpg

http://f.internetara.com/onbellek/13/05/26/iuuq_NV_004_SL_cq_SL_cmphtqpu

https://s—ﬂ*ledia—cache—akO.pinimg.com/736x/fc/85/48/fc85484fe82238f0619f2fba _SL_dpnO_NK_ub]ExH3Pjp1OVIKV]qWZcw]OBBBBBBBBBDNOevGQannoSIO
4dc54494.jpg t27110ofvspgjcspnbuptjt_SK_4 SK 152123 SL_kgh.jpg




http://mozgvtonuse.com/wp-content/uploads/2016/09/reklinghauzena-bolezn.jpg

mb4_004.jpeg



Henpopudbpomaros 2 tumna

* Manudecramusi: IposBIACTCA 1Mocie 20-TH JET.

e CumMnromMaruka:

1 )Mennnarunomsl 1 mmoMsl. [IIBanaomer UMH, wanie VIII naper. [1pu
3TOM TOSIBJISIFOTCS TOJIOBHBIE 00JIH, TOJIOBOKPYKEHUSA, OTEPS
PaBHOBECHS, YYBCTBUTEIBHOCTH, HAPYIIICHUE CIyXa U PEUH
2)Onyxoiay COMHHOTO MO3Ta BBI3BIBAIOT CJIA00CTH B MBIIIIIAX,
OHEMEHHUE KOHEYHOCTENU U OOJIN B CITHHE.

3)IIurMeHTauu Ha Koxe pexe, yem npu H® 1. KonndecTBo naTeH He
Ooree 3.

Onyxonu npu Herpo@uOpomaTose 2 TUIIA BBINISAAT KaK MPUIIOIHATHIE
00pa30BaHMs, NOKPBITHIE KOKEW, pa3MEPOM OKOJIO 2 CM.



 JluarHocTmka: IMarHo3 CTaBUTCS MPU HATUYMHU XOTS ObI 2
IIPU3HAKOB.

1)COop anamHe3a, HAIMYKME HEUPOPUOpPOMAaTo3a y pOACTBEHHUKOB

2) He meHee 5 msaTeH 1BeTa «KO(e ¢ MOJIOKOM» JUAMETPOM HE MEHEe S
MM JI0 TOAPOCTKOBOT'O BO3pacTa

3)He meHee 6 msTeH 1BeTa «Koe ¢ MOJIOKOM» JUaMETPOM HE MEHEe
1,5 cM mocie mybepTaTHOro repuojaa

4)He meHee nByX y3enkoB JIuia Ha paay>kKHOH 000JIOUKE IJ1a3a
5)Bechy1iuareie msTHA B CKJIagKaX KOXKHU

6)I moma 3puUTENBLHOTO HEPBA

7)Hanuuue HelipopuOpoM, HE MEHEE JIBYX

8)13MeHEHNS B KOCTHOM TKAHW(MCTOHUYCHUE KOPTUKAIIBHOTO CIIOS
TpyOUaTO KOCTH, HEAOPA3BUTHE KPbLJIa KIIMHOBUIHOM KOCTH)

* JMarHo3 CTaBUTCS MPU HAJTUYMHU XOTS OBl 2 MPU3HAKOB.
9Ananu3 JIHK nu PHK
10) KT u MPT



- “
’, ’ -
*
: o

https://im0-tub-ru.yandex.net/i?id=2e6148¢744161978b1dd69c21d38dd43-1&n=

13

http://3.bp.blogspot.com/-sRduOBLzTjo/UPOiPgCnnCI/AAAAAAAAKJA/alt
mNso0EV4/s400/brain%2Btumors.jpg

http://www.marshotel.com/photos/neurofibromatosis-1-criteria-313.jpg




JledeHHe-CHMIITOMATHYECKOEC:

[Ipn OonbIIMX pa3zMepax OIyXO0JEH, KOTOPbIE IPUBOJAT K
TUC(HYHKIIMU OPTaHOB MPOBOJIUTCS UX XUPYPrAYE€CKOE
yIaJeHue

[Ipu 3710Ka4ECTBEHHBIX OIYXOJIAX UX YIAJICHUE
COMPOBOXKIAECTCA KypCaMH JIYUYEBOU TEpANUU U
XAMUOTPEAIIUH.

[Ipyn HapylIE€HUH CITyXa TPUMEHSIOT CJIYXOBBIE alIaparhl
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