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Ty0epo3nsbiii ckiepo3. Knaccupuxamust mo OMIM u MKB.

TyOepo3HblIit CKJIEPO3 - 3TO TCHETUYECKU
NCTEPMUHHUPOBAHHOE 3a00JI€BaHUE W3 TPyINbl (PakoMaTo30B, C
IAPOKHUM CIIEKTPOM KJIMHAYECKUX ITPOSIBJICHU U,
COIPOBOXKJAIOIIEECS Pa3BUTHEM MHOXECTBEHHBIX
NOOpOKAYEeCTBEHHBIX  OIyXOojied (ramMaproM) B  pa3IHYHBIX
OpraHax, BKJItOYas T'OJIOBHOM MO3I, IIa3a, KOXY, CEPAIE, MOYKH,
[IEYECHb, JIETKUE, KEIYAOYHO-KUIIECYHbIM TPAKT, SHIOKPUHHYIO H
KOCTHYO CUCTEMBI.

TyGeposnniii  ckirepo3  (tuberous sclerosis, Bourneville
syndrome, Pringle-Bourneville disease) xknaccumpumupoBan B
OMIM nox Homepamm 191100 u 613254; 8 MKb X - mox
mudpom Q85.1



TyOepo3Hblii ckiaepo3. Tun HaciaenoBanus. Jlokaauzanus
MOBPEKIACHHOr0 reHa. Yacrora nposiBjicHUS B NMOMYJISILIAU.

AyTOCOMHO-JOMUHAHTHBIA TUIT HACIICTOBAHMS.

IIpuonusurenbHo oTr 10 mo 30%  cimydaeB TyOepo3HOIO
cKiiepo3a ooOycioBneno myranusaMu B reae 1SC1 (OMIM 605284)
(TyOepo3nblii ckiaepo3 1 Tuna, OMIM #191100), noxann30BaHHOTO
Ha 9 xpoMocoMe B paiioHe 9034.1-34.2, KOTOpBIM KOAUPYET OEJIOK
raMaptuH. OcTajabHbIE cllydyan 00JIe3HHU OOYCJIOBIIEHBI MYyTallusIMU B
reae 1SC2 (OMIM 191092) (TyOepo3HbIii cKJaepo3 2 THOA —
OMIM #613254), nokanu3oBaHHOTO Ha 16 Xpomocome B palioHE
16p13.3, kogupyrolero 0ea0K TyOepuH.

Yactora TC cocraBmser 1 cayuait Ha 30 000 HaceneHwus.

PacnpocTpaHeHHOCTh Cpe HOBOPOXKJIEHHBIX BapbupyeT or 1:6000
o 1:10 000.



TyOepo3Hblii ckiepos. IlposiBiieHne MyTalMu B reHe.

I'enbl TSCLl u TSC2 saBisitoTCS cynpeccopaMu OITyXOJEBOIO
pocta. Mytamuu TSC1/TSC2 npuBomaT Kk morepe QyHKIIUHU OSIKOB
raMapTuHa W TyO€pHWHA, YTO COMNPOBOXKIACTCA TMOBBIIIEHHUEM
aktmBHOCTH MTORC1 (mammalian Target of Rapamycin Complex
1) u TpaHCnAMHM O€lKa, YCKOPEHHEM pPOCTa KJIIETOK, YCHJICHHEM
CHHTEe3a HYKJICOTHI0B M CHIDKeHHEM ayTodaruu. IIpu Tydepo3HoM
CKJIEpO3€ BCE KJIETKH cojepkaT myTanuto reHoB TSCL unu TSC2, a
Opyd  HWHAKTUBAIlMMA  BTOPOTO  HEIMOBPEXKJEHHOIO  ajliesisi B
COMAaTUYECKUX KJIETKaX MPOUCXOAUT 00pa30BaHUE raMapTOMBI.



TyOepo3Hbii ckiepo3. @eHoTUN 00JIBHOIO.
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http://www.medvestnik.by/images/storage/news/000023 184998 big.jpg

bonbHOM b. TyOepo3HbIi ckilepo3. MHOKECTBEHHbIE aHTHO(DUOPOMBI Ha
KOKE JINIIA



TyOepo3Hbiid ckiepo3. @eHoTUN 00JABHOIO.

http://dermline.ru/foto/t/11/8_pringl_9-foto.jpg

bonbHOM b. TyOepo3HbIi ckilepo3. [ MMONUrMEHTHPOBAHHOE MSATHO,
CXOXKEE C OUEPTAHUSIMU JIUCTA



TyOepo3Hbiid ckiepo3. @eHoTUN 00JABHOIO.

bonbHoit b. TyOGepo3Hblit
CK1ep03. OKOJTOHOTTEBBIE
(buOpOMBI CTOII
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TyOepo3Hblii ckiepo3. PeHoTHII 00JIBHOIO.

KoxxHble mposiBieHust y 00ibHBIX TC BechbMa pa3HOOOpA3HBI.
OCHOBHBIE M3  HHMX  NPEACTABICHbl  aHruopuOpomMaMu U
¢uOpoMaTo3HBIMM ~ OYaramMd Ha  JIMIIE, MHOIJIa  TYJIOBHIIIE,
XapaKTePHBIMU TOJHOTTEBBIMH HJIM OKOJOHOTTEBBIMU (PuOpomamu,
y4aCTKaMH «IIIarpeHeBOI» KOXKH, TUIIOMEIIAHOTHYSCKUMHU IS THAMH.

e Anruodudpomsl guna BerpedaroTcs B 47-90% cayuaeB y gereit
crapiie S JieT. AHTHO(UOPOMBI JIMIIA PAa3BUBAIOTCS, KaK MPABUIIO,
nocyie 2-5 neT. BHelnHe oHu npeacTaBisitoT cooor namysnsl 1-4 MM
B JHaMETpe C IVIaJKOM IMOBEPXHOCTHIO PO30BOIO MM KPAacCHOTO
1BeTa. AHruoPUOpPOMBI pacmojiaraloTcsa CHUMMETPUYHO C JBYX
CTOPOH JIMIIa Ha IIEKaX U HOCY Ha MOA0OPOJKE IO TUIY “KPBLILEB
0aboukn’. MHOTI@ aHTHOPUOPOMBI OOPA3YIOT CIUBHBIC YUACTKH.



TyOepo3ubiid ckiepo3. @eHOTUl 00JIBHOIO.

e VY4acTok ‘“waepenesou xoodicu” TPEACTABIAET COOOM COENUMHUTEIbHOTKAHHBIN
HEBYC, ABIsieTca oonurarHeiM npu3dHakoM TC u BcTpedaercs y 50% OonbHbIX. B
OOJIBIIIMHCTBE CJIy4aeB Y4YacCTKU “IIArpeHEBON KOXKU~ TIOABJISIFOTCSI Ha BTOPOM
NECATWICTUN KWU3HHW. YUYaCTKH “IIarpeHeBOM KOXKHK X ~ MPEUMYIIECTBEHHO
pacrnojiaratoTcsi B IMOSICHUYHO-KPECTIOBOM  00JacTH, HUMEIT  IUIOTHYIO
KOHCHCTCHITUIO, KEJITOBATO-KOPUYHEBBIA WJIM PO30OBBI IIBET, YMEPEHHO
BBICTYNAIOT HaJl TMOBEPXHOCTHIO OKpYyXKaroliell koxu. KoamuecTBO y4yacTKOB
“ImarpeHeBor KOXKH~ BapHaOEIbHO, HO Yallle OHW ObIBAIOT €AMHUYHBIMU. Pazmep
ux kosieonercs ot 1 1o 10 cm u Oosee.

e OkosioHorTeBele (UOpoMbl WM onyxoiu KosHeHa SBISIIOTCS OOJIMTaTHBIM
npusHakoM TC wu BcTpewarorca y 17-52% OonbHbIX. OHM NPECTaBIISIIOT COOOM
TYCKJIbI€, KpacCHbI€ WM MSCHOIO IIBE€TAa TAaIyJdbl WJIH Yy3JIbl, PACTyIIUE OT
HOT'TEBOIO JIOXKa WJIM BOKPYT HOTTEBOW IJIACTUHKW. B OOJBIIMHCTBE CllydacB
OKOJIOHOTTEBbIC (hMOPOMBI TOSIBJISIFOTCS HAa BTOPOM JIECATWIIECTHM KU3HU. Yare
OHU BCTPEYAIOTCS HAa HOTaxX, 4eM Ha pykax. Hamuuue OKOJIOHOTTEBBIX (PUOpOM
OoJiee XapakTepHO A KeHiuH. Pasmep ux BapsupyeT oTr 1 Mm g0 1 cMm B
auametrpe. OKoJIoHOrTeBble (PMOPOMBI CKIOHHBI K MTPOTPECCUBHOMY POCTY Ja)e
ocJie UX yaaJeHHUS.



TyOepo3Hblii ckiepo3. KiimHu4Yeckoe TeueHue.
N3 cUCTEMHBIX MOpaXKEHUW Hanbosee 4acTo HaOII0aeTCsd CUMIITOMATHKA

co ctopoHnbl [THC, 4To mposiBiseTCs CyIOPOKHBIMU MTAPOKCU3MAaMU YKE B IEPUOT
HOBOPOXKJICHHOCTH, @ B MOCJEAYIOIIEM MPUCTYIIaMU DSNUJIEIICUU, pPa3BUBACTCS
YMCTBEHHAsI OTCTaJI0CTh, HAPYIIEHUE MOBEACHUS B IUKIIE «COH-0OPCTBOBAHUE.
Cynopoxksblii cumntom Haobmomaercss 'y 80-92% oOonbHbix TC. Knunuueckue
CUMITTOMBI OPaXEHUSI I'M 0OYyCJIOBJICHBI BHYTpHUIIEPEOPaTLHBIMU
oObI3BeCTBICHUSAMH  (TyOepamMu), HWHOTIA  Pa3BUTHEM  TUTAaHTOKJICTOYHBIX
aCTPOIIMTOB, a TakXke rujapouedanieii, pa3IuYHBIMA aHOMAJIUSIMU OEJIO0TOo
Bemectea ['M. OObYHO OTMEYaeTcss PE3UCTEHTHOCTh OoibHBIX TC K
IIPOTUBOCYIOPOKHOU TEPAIUH.

Hepenko BO3HUKAIOT XapaKTEpHbIC MPU3HAKK MOPaXEHUs mia3. (pakomsl,
WJIM TaMapTOMBbl CETYATKU C MPU3HAKaMU OOBI3BECTBIICHUS, IETTMTMEHTUPOBAHHBIE
y4aCTKM Ha CETYaTKe Ila3 U paay’>KKe, aHTHOWJHbIC MOJIOCHl. BeneacTtBue 3Toro
pPa3BUBAETCA HUCTAIM, IIPOTPECCUPYIOIIECE CHIXKEHUE 3PECHUA.

[Taronorust CCC yacTto nposiBIs€TCS pa3BUTHEM padaoMHuoM cepana. Y3U
MTO3BOJISIET BBISIBUTH OIYXOJIb CEPJACUHOM MBIIIIIHI €111€ BO BPEMsI BHYTPUYTPOOHOTO
pa3BUTHS IUI0JIa, HAYMHAs ¢ 21- Hexenn 6epeMeHHOCTH. BonbIIMHCTBO padIoMHOM
CIIOHTAaHHO pa3pemarTcs. MoryT nopaxkaTbCs MOYKM UM IEYEHb(KUCTHI
AHTUOIUIIOMBI, (PuOpoaseHomMbl). [Ipu mopakeHHM JIETKMX BBISBISIOT KUCTHI U
amuM@aHruoMpl.  KiauHMYecKHWe  CHMIITOMBI.  OJIBIIIKA,  KPOBOXapKaHbE,
ITHEBMOTOPAKC.



TyOepo3Hblil ckiepo3. KilmHu4yeckoe TeueHue.

Bo3pacr Mpusnax/Cumnrom

C 20 nenein OepeMeHHOCTH 10 R0V 0YENs il

pOXKIeHUSs

IlepuHaTaJIbHBINH NEPHO CyOsmeHaAManbHbIe Y37IbI/OyX0IU MO3Ta

MHOXeCTBEHHBIC KUCTBI IIOYEK

Cunnpom WPW

®ulpo3HbIe OIAMIKY HA JIOY

OnuenTuyecKue MPUCTYIILI iN Utero

Ilepuox HOBOPOKIEHHOCTH doxkanpHbIe YSNIIENTHYECKUE TPUCTYIBI ¢/0€3 BTOPUYHOW TeHEpaTH3aIiH

Nudantunbubie ciazmbl/cunipom Becra

['umonurMeHTHBIC TTATHA HAa KOXKE

3aiepKKa ICUXOMOTOPHOTO Pa3BUTHS

["amapTombl ceTdaToii 000I0UKH T71a3

Cunapom Jlennokca-I"acto

AyTH3M, HapyIICHHS 00yYeHUS

AHrno¢puOpoMslI JInia

6-12 aer VYMCTBEHHAS OTCTAJIOCTh, TSKEI0C TCUCHHUE SITHIICTICUN
CyOsneHauManbHbIe Y3J1bl, THTAHTOKJIETOYHAS aCTPOI[UTOMA
B3poc.ibie Hopmanbaoe yMCTBEHHOE pa3BUTHE, €CIIM HE OBLIO ATUICTICUT
AHTMOMHUOJUIIOMBI TTOYEK (OCHOXKHEHHUS — FeMaTypHsi U KPOBOTEUEHUS )
JInmpanrroneiioMrnomMaros JeTkux, MHEBMOTOPAKC, AbIXaTeIbHAsI HEJIOCTaTOYHOCTh
OxonoHorTeBbie GPUOPOMBI




TyOepo3HbIil ckiepo3. /luarnocruka.

JInarHocTuka OCHOBBIBAETCS HA COUYETAHUW KIMHUYECKUX CUMIITOMOB U
CUMIITOMOB, BBISIBIISIEMBIX TIPU JOMNOJHUTEILHOM JIAOOPATOPHOM OOCJICTOBAHHM.
®enorun namueHTa ¢ TC 3aBUCUT OT 4MCIIa, JIOKAJIM3ALMKA U pa3Mepa raMapTOM.
Bo3pacT nanueHTa Takke UrpaeT BaXHYIO poJib, T.K. pa3HbIE€ CUMIITOMbI OOJIC3HU
MPOSBJISIIOTCS. B Pa3JIMYHBIC BO3PACTHBIC IIEPUOABI. bBOJBIIOE KOIWYECTBO
KInHUYeckux mnpu3zHakoB TC, BapuaOeNbHOCTh (PEHOTHIIA, TOT (PaAKT, dYTO
MaHu@decTanus TPU3HAKOB 3aBUCUT OT BO3pacTa IAIMEHTa, 3aTPYyAHSIOT
JIMarHOCTUKY 3a00JICBaHUS.

Hecomnennwtit ouacno3 TyOEpO3HOTO CKJIEpO3a YCTAHABIMBAETCA Ha
OCHOBAHUM HAJIMYHUA 2 TIEPBUYHBIX MPU3HAKOB WK 1 NTEpBUYHOTO 1 2 BTOPUYHBIX
MPU3HAKOB;, B03MOMCHBIIL OUAZHO3 — HA OCHOBAHWM Hannuusi 1 mepBUYHOIO
npu3HaKa win 2 (1 00Jiee) BTOPUYHBIX TPU3HAKOB.

ITontBepkaenHas mnatoreHHas wmyTamusg [SCLl wam TSC2 sgBnsercs
IJIaBHEHIIINM KpUTEPUEM, JOCTATOYHBIM JIJISI IOCTAHOBKHU JUArHo3a «TyOepO3HbIiM
CKJIEPO3Y.



TyOepo3HbIil cki1epo3. /luarnocruka.

Ilepsuunvie (0onvuwiue) npusnaku:

aurno(uOpoMEI Julla (He MeHee TpeX) Wi (uOpo3HbIe OJISAIIKN Ha JI0Y;
TMIIONIMTMEHTHBIE TIATHA (HE MEHEE TPEX U HE MEHEE 5 MM B IUAMETPE);
HETpaBMaTUYECKUE OKOJIOHOTTEBbIE PUOPOMBI (HE MEHEE ABYX);
Y4aCTOK «IIArPEHEBOU KOXKWY;

MHOXECTBEHHBIC TaMapTOMbI CETUYATKH,

KOPKOBBIE TUCIIa3uU (HEe MEHEE TPeX): KOPKOBBIE TYOEPhl U MUTPAIIMOHHBIC TPAKTHI
B OEJIOM BEIIEeCTBE T'OJIOBHOI'O MO3Ta;

cyOsneHAuMAIIbHBIE Y371l (HE MEHEE ABYX);

cyOsImeHAuMalIbHas THTAHTOKJICTOYHAS aCTPOIMTOMA;

pabOMHOMBI CEP/IlIa MHOKECTBEHHbBIC WJIM OJJUHOYHBIE;
TUM(DaHTHOJICHOMHUOMATO3 JIETKHX;

MHO>XECTBCHHBIC aHTHIOMHOJIUIIOMEI TTOUCK (HE MEHEee JIBYX).

Bmopuunwvie (manvie) npusnaxu:

MHOTOYMCJICHHBIC YTITyOJeHUs B AMaJIM 3y0OB (HE MEHEE TPeX);
(buOpoMBI B MOJIOCTH pTa (HE MEHEE JIBYX);

raMapToOMbl BHYTPEHHUX OPraHOB;

aXpOMaTHYE€CKUN y4aCTOK CETYaTON 000I0UKH T71a3a;

IITHA «KOH(PETTH» Ha KOXKE;

MHO>KE€CTBEHHBIEC KUCThI TTOYEK.



TyOepo3ubiid ckiepos. [IpopuiakTuka v JiedyeHue.

IIpopunakruka. B MuUpOBOM TmpakTHKe MNPOPUIIAKTHKA
3a00JI€BaHUsI CBOAWUTCA K mOpeHaTalbHOM auarHoctuke TC. Ilpu
criopagudeckoM TC pUCK MOBTOPHOTO POXKACHHUS OOJBHOIO peOCHKa
cocraBisier 2%, 1npu HacaeactBeHHoM — 50%. Ilostomy mnpu
NOAO3PEHUM Ha HacCJIeACTBEHHbIM xapaktep TC (nmpu Hamu4uu
MOAO3PECHUS] WM NOATBEpKACHHOro pauarHo3a TC y Oyaymeu
MaTepH, OTLAa WM POJACTBEHHUKOB) N'€HETUUECKYIO NUArHOCTUKY TC
HEOOXOAMMO MPOBOJUTH €II€ NPH IUIAHUPOBAHUM OEPEMEHHOCTH.
[TonTBepKACHHBIM HACHEACTBEHHBIM TUII TC SBISETCS OCHOBAHUEM
IUJIS IPOBEACHUS WHBA3MBHOM NPEHATAJBHOW JUATHOCTHUKHU. TaKxe
pu noo3pennu Ha TC y ioaa pekoMeHayercs nposeaeHne IXoKI
Ha cpokax 20-24 Hegenp OEPEeMEHHOCTH U UCKJIFOYEHUS
padbmomuombl cepauna. B Poccuiickon denepamum 3TOT METO/
NPOMPUIIAKTUKHN HE TTOJYYHII €€ JOJHKHOTO PaCIpOCTPAHECHUS.



TyOepo3ubiii ckiepo3. IIpopuiaakTuka u JiedyeHue.

Otuonorndyeckoe jedenue npu TC orcyrctByer. Jlo 2012
rojia JICYEHUE HOCHJIO CUMIITOMAaTHYECKUIM Xapakrep. Kpynnasie ouarn
Ha  KOXE€  MOryT  YyIQISATh  COBPEMEHHBIMM  METOHAMU
ANEKTPOKOATYJIAMM,  JA3€PHBIM  M3JIYYEHUEM,  CYPTrATPOHOM.
bosibHBIE TpPEOYIOT ITOCTOSSHHOIO YXOJIa B CBSI3W C YMCTBECHHOU
OTCTAJIOCTBHIO U IPUCTYIIAMH SITHJIETICUH.

B 2012 rogy OblI 3aperdcTpUpOBaH Iperapar 3BepPOJIUMYC
(ToproBoe Ha3panue AQHHUTOP), KOTOPHIA BIUICT HA OCHOBHOEC
3BeHO ITaroreHesa npu 1TC (ABISIETCI MHTMOUTOPOM CUTHAJBHOIO
nytTd M-TOR) 1 yMeHbIIIaeT POCT OMyXOJICH B IIEHTPAITHHON HEPBHOM
cuctemMe M B modkax. Ilpemapar sBeponumyc B (opme TaOJETOK
BKIO4eH B IlepeyeHp JKM3HEHHO HEOOXOAWMBIX W BaKHEUIINX

JICKapCTBEHHBIX CpPEICTB (CKHBJIC) (Pacnopsiorcenue
IIpasumenvcmea P® Ne2199-p om T dexabps 2011).
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