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TyGepo3Hblii CKJIepo3 NpeACTaBIseT CO00ii MOJIMCHCTEMHOE FeHeTHYECKOe PACCTPOICTBO, BHI3BAHHOE HEPEryIMPyeMoii aKTUBAIMei
mumenn panavuiuHa miekonutaomux (mTOR), uro npuBoauT K pocTy raMapToM B pa3iMyHbIX opranax. [loBpexnaeHus: Koxu,
CBsI3aHHbBIE C TY0EPO3HbIM CKJIEPO30M, YACTO PA3BUBAIOTCS B PAHHEM BO3PACTE, YTO SABJISETCS BAXKHBIM IUATHOCTHYECKNM KPUTEPH-
em. VIMeHHO meauaTpbl MOTYT CIOCOOCTBOBATD CKOpeiilieMy JUATHOCTUYECKOMY MPOLIECCY, OCYILECTBIECHHUIO Pa3pad0TKU CTPaTernu
JieYeHus U CO3/IAHUIO TOCJIeIYIONIEro yX0/1a 32 MANUEeHTAMH.

JInana3zoH BO3MOXKHBIX BAPHAHTOB JieYeHHsl MOPAXKEHUIA KOXKHM NP TyOepo3HOM CKJiepo3e BKIIOYaeT (hapMakosiornyeckue (Hampumep,
MeCTHbIe WM cucTemMHbie nHruouTopsl MTOR) u Hehapmakoornyeckue (XUpyprudeckoe yaajieHue, Ja3epHylo Tepanuio) MeToIbl.

Karoueswte caosa: demu, mybeposHulii cKaepo3, NOPAdlNceHue Kodlcu, paHHas OUAeHOCMUKA, AeYeHue.
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Tuberous sclerosis is a multisystem genetic disorder caused by unregulated activation of a mammalian rapamycin target (mTOR),
leading to the growth of hamartomas in various organs. Skin lesions associated with tuberous sclerosis often develop at early age,
which is an important diagnostic criterion. It is the pediatricians who can contribute to an early diagnostic process, to develop treat-
ment strategy and create follow-up care for patients.

Possible treatment options for skin lesions due tuberous sclerosis include pharmacological (e.g. local or systemic mTOR inhibitors)
and non-pharmacological (surgical removal, laser therapy) methods.

Key words: children, tuberous sclerosis, skin lesions, early diagnostics, treatment.

For citation: Volgina S.Ya., Dorofeeva M. Yu. Participation of A Primary Pediatrician in the Early Diagnostics and Treatment of Tuberous Sclerosis
in Children. Ros Vestn Perinatol i Pediatr 2018; 63:(5): 222-230 (in Russ). DOI: 10.21508/1027-4065-2018-63-5-222-230

yOepO3HBIIl CKJIEpO3 TpeAcTaBisieT co0oil To-

JINCUCTEMHOE PaCCTPOMCTBO, KOTOpPOE IHArHO-
CTUPOBAHO MpUMEpHO Yy 1,5—2 MJIH 4eoBeK BO BCEM
mupe c¢ yactoroir 1 Ha 10 000 (y HOBOPOXIEHHBIX
1 na 6000) [1-3]. B Poccuiickoit ®denepauuu pac-
yeTHOoe 4yuciao mauueHToB — 14 000 [3, 4]. Myrauun
B TeHax omyxoyieBoro cyrnpeccopa 7T.SCI (xomupyer
ramaptuH) uau TSC2 (KonupyeT TyOEpUH) y4acTBYIOT
B IMaToreHe3e TyOepO3HOTO CKJIepo3a uyepe3 yTpaTy MH-
rubUpoBaHus (hepMeHTa, KOTOPBIM SIBISIETCS MUIIIE-
HBIO JUIST pallaMUIIMHA B OPTaHM3Me MJIEKOIMUTAIOIINX
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(mTOR — mammalian Target of Rapamycin), 4To BbI-
3bIBaeT MOCJENYIONIMI POCT 100pOKAYECTBEHHBIX OTTy-
XoJieil (raMapTOM) B pPa3JIMYHBIX OpTaHax, BKITIOYast
TOJIOBHOM MO3T (KOPTUKAJbHBIE TyOephI, CYOSTIEHIN -
MaJIbHBIE Y3JIbI, CYO3IMeHINMaTbHble TMTaHTOKJIETOY-
HbIE aCTPOIIUTOMBI), TTOYKHU (TTOYeYHasT aHTMOMMOJIH -
noma), Jerkue (IuMGaHTHOIEHOMUOMATO3), CEpJle
(kapauanabHbIe pabaOMUOMBI) M KOXY. MHrubupona-
Hue mTOR npuBoaUT K OJIOKUPOBKE HECKOJIBKUX CIIe-
HU(PUUHBIX TTyTel, TT0 KOTOPBIM MTPOMCXOAUT Mepeaada
curHaina [3, 5-9].

KoxHble ToOBpeXIeHUsT SBISIOTCS Hauboyiee pac-
MPOCTPAaHEHHBIMUA U JIETKO OTpeneIsieMbIMUA TIpU TyOe-
po3HoM ckiepose. bosee 90% malMeHTOB UMEIOT OTHO
WA HECKOJBKO TOpaXkKeHW KOXKU, KOTOpble OOBIYHO
pa3BMBaIOTCS B paHHeM Bo3pacte [5]. ist meamatpos
BaXXHO MAECHTU(UIIMPOBATh KOXHBIE MPOSBICHUS, CBSI-
3aHHBIE C TYOEPO3HBIM CKJIEPO30M, U PAOIOMUOMBI Cep/I-
1a sl obecrieueHusT OBICTPOM IMArHOCTUKM, PaHHETro
HauaJja JiedeHUs U HaOIOIeHNS 3a pa3TMIHBIMUA OCTOXK-
HEHUSIMU, CBSI3aHHBIMU C 3a00JIeBaHUEM.
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AunarHocTuka Ty6epo3Horo ckneposa

KrnuHnueckuii AMarHo3 Ty0epo3HOro ckjiepo3a OCHO-
BaH Ha COYETAHUM OOJBUIMX U MaJbIX TUATHOCTUYECKUX
KpPUTEPUEB, TIPU ITOM KOXHbIE TPOSIBICHUs 3a00seBa-
HUSI COCTaBJISIIOT 3HAYUTENIbHYIO MX 4acTb. K Gojblivum
TMUATHOCTUYECKUM KPUTEPUSIM OTHOCSTCST TUTTOTTUTMEHT-
HBbIE TISITHA, aHTUO(UOPOMBI JiU1la U (PUOPO3HBIE OJISIIITIKA
Ha TroJIoBe, OKOJIOHOTTeBbIe (DUOPOMBI, YIACTKH «IlIarpe-
HEBOU KOXW», K MaJIbIM IMAarHOCTUYECKUM MPU3HAKAM —
ngaTHa Tuna «koHdertu» (tadm.l) [10]. KoxHble nmpu-
3HaKU 3a00J1eBaHUST OOHAPYXXUBAIOTCS TIPU TIIATEIbHOM
ocMOTpe KOxH [11], HO TPOSIBISITLCSI MOTYT B Pa3iUuHbIE
BO3pacTHble epuojsl [12, 13].

HecoMHeHHbIl AMarHo3 TyO0epO3HOTro CKJIepo3a ycTa-
HaBJIMBaeTCsl Ha OCHOBAaHUM HAJIWUMS ABYX OOJBIIMX
KPUTEPUEB WU OJHOTO OOJILIIOTO U JBYX U 00Jiee MaJlbIX
KPUTEPUEB; BO3MOXHBbII IMarHO3 — HA OCHOBAHUUW HaJU-
YUl OJHOTO OOJIBLIOTO KPUTEPHSI, MU OJHOTO OOJIBILIOTO
U OJTHOTO MaJioro KpUTepreB, Win IBYX (1 Oosee) Maabix
kputepues. [loarBepxxaeHHas natoreHHast mytauus 7.SC1
nmu TSC2 siBnsieTcsl TIaBHEUIIUM KPUTEPUEM, TOCTATOY-
HBIM JUISI TOCTAHOBKM IMArHo3a TyO0epo3HOro CKjiepo3a.

Tunonuemenmuvie namua (puc.l) — Haubosee yacToie
KOXHBIE TIPOSIBJIEHUsI TYyOEpO3HOTo CcKjepo3a (BCTpe-
qatotcst B 90% ciyqaes) [3, 12—14]. OHu SBASIOTCS O~
HUM U3 MEePBbIX MAHU(ECTHBIX TPU3HAKOB 3200J€BaHUSI
U Hepelnko oOHapyXuBaloTcs ¢ poxiaeHusi. C Bo3pacToM
HabJoaeTcsl TEHIEHIMSl K YBeJIMUEHUIO ux yucaa. [u-
MOMUTMEHTHbBIE TSITHA TIPU TyOEPO3HOM CKJIEpO3e Mpe-
WMYIIECTBEHHO JIOKAJIU3YIOTCSI Ha TYJOBMIIE, KOHEY-
HOCTSIX M SITOJUIIAX, pexe — Ha Julle. XapaKTepHO
0COOEHHOCTbBIO SIBJISIETCSI ACUMMETPUYHOCTb WX PacCIo-
soxeHus. OTMeyeHa BapuaOesbHOCTb 4YKcCla, pa3Mmepa
1 GOPMBI ATUX TIATeH. YNCIIO TMMONMMIMEHTHBIX TISITCH
Bapbupyet oT 3—4 10 100 u Gosee. Yartiie Bcero BcTpeya-

JOTCST TIOJIUTOHATBHBIC TISITHA, HATTOMUHAIOIITNE OTTIeYaT-
KM OoJIbIIIOro manblia pyku, pazmepom 0,5—3 cm. Hawm-
Oosiee xapakTepHas (popma IMsITeH — OBaJbHasl, TTOX0XKast
Ha JIUCT sICeHsI, pa3Mep ux BapbupyeT oT 1 10 12 cm.

Puc. 1. TunonurMeHTHbIE NSATHA.
(ITpenocrasieno M.IO. [lopodeenoii)
Fig. 1. Hypomelanotic macules.
(Courtesy of the M.Yu. Dorofeeva)

Tabauya 1. KnnHudyeckue TMarHocTHYecKue KpUTEPUH Ty0epo3Horo ckieposa [10]
Table 1. Clinical Diagnostic Criteria for Tuberous Sclerosis Complex [10]

Boabmme Kputepun (OCHOBHBIE)

Mauibie Kputepun (BTOPOCTENEHHbIE)

TunmomenanoTnyeckue MakyJsl (>3), He MeHee S MM B muaMeTpe [laTHa TMIa «<KOH(ETTH» Ha KOXe

AHTIoduopoMbI (>3) unu prudpo3HBIE OJISIIKKA Ha TOJI0BE
OxkoJioHOTTEBbIe HUOPOMEI (>2)

Y4acTKu «IarpeHeBoii KOXKN»

MHOXeCTBEHHbIE TAMapTOMBI CETYATKH

KoprukanbHas gucrutaszus (>3)*

Cy0OaneHauMalibHbIe Y3J1bl (>2)

Cy6aneHauMarbHasi TATAHTOKJIETOYHAsI aCTPOIIMTOMA
Pabnomuoma cepaia

JInmbaHTHOIEHOMUOMATO3 JIETKUX **

AHTMOMUOIUIIOMBI MTOYEK (>2)**

JedexTrl aMamu 3y60B (>3)

DubpoMEI motocTH pTa (>2)
JIenmMUrMeHTHPOBAHHBIE TSTHA CETYATKU
MHOXeCTBEHHbIE KUCTHI MOYEK

Henoueunas raMapTOMBbI

Tpumeuanue. * Ciona BXOIAT TyOEpbI U palualbHble MUTPALIMOHHBIE TPAKThI B OEJI0M BEILECTBE TOJIOBHOTO MO3Ta.
** CoueraHust TUMQpAHIUONEIOMUOMATO3a JIETKUX M AHTMOMMOJIMIIOMbI 0€3 APYrMX MPU3HAKOB TyOEPO3HOrO CKJIEPO3a HENOCTATOYHO

JUUTA OKOHYATEJIbHOTO AUarHosa.
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[umonurMeHTHBIE TIATHA TUIA «KOHMETTU» BCTpe-
qatotcst y 2,8—28% TalMEeHTOB M MOTYT TPOSIBISITHCS
B JTI000I TIEpUOJ XKM3HU YeJIoBeKa Kak y JeTeil, Tak 1 'y
B3pocibix [10, 14—17]. DT MHOTOUMCIIEHHbIE, HEOOIb-
mue (MpuoJn3UTeNIbHO 1—3 MM B TMamMeTpe) MsITHA Jallle
pacrioaraloTcst Ha IUCTaTbHBIX OTAeTaX KOHEYHOCTEI.

TumonurMeHTHBIE MITHA, KaK TTPaBUIIO, XOPOIIO BUI-
HBI HEBOOPYKEHHBIM Ty1azoM. JIJIst Jydiieil BU3yaiu3a-
iy npumeHsiercs Jamna Byna (Wood’s lamp), koTopast
M3JTydaeT Myd4oK CBeTa UIMHON BOJNHBI 360 HM, celieK-
TUBHO a0COPOMPYIOIIETOCs METaHUHOBBIMU KJIETKAMU
koxu. IToJ cBeTOM 3TOI JIaMITBI 310pOBast KOXa BBITJISI-
JIAT TYCKJIOW, @ YYaCTKU KOXH, UMetoline AedUuiuT Me-
JIaHWHA, SIPKO CBETATCS.

benvie npsou eosoc (Moamo3nc — OT rpeyecKkoro cioBa
«poliosis» — «cepblii») pecHUIL U OpoBeit (puc. 2), Kak 1
TUTIONTUTMEHTHBIC TISITHA, SIBIISIIOTCST XapaKTePHbBIM TIPU-
3HaKOM TyOepo3HOTo cKiieposa [3, 4, 17].

Aneuoguobpomer auya (puc. 3) BcTpevaroTcss B 47—
90% cnyuyaeB y meTeil crapuie 5 JeT. AHTMOGUOPOMBI,
KaK TIpaBWJIO, pa3BMBAIOTCS Tiocie 2—5 Jer. BHemrHe
OHMU TIPEACTABJISIOT co00i Tanmynbl 1—4 MM B AuameTpe
C TIAJKO TTOBEPXHOCTHIO PO30BOTO MM KPACHOTO IIBETA.
AHTMO(MUOPOMBI pacrojiaraloTcsl CUMMETPUYHO C IBYX
CTOPOH JIMIIa Ha IeKax, HOCY, Ha TTOA0OPOAKE IO TUITY
«KpblIbeB 0aboukn». MHOrma anruoudpomer 06pasyor
ClIMBHBIE yJyacTKu |3, 4, 17].

Dubposnvie Oaswku (puc. 4) SBIAIOTCS OOJUTAT-
HBIM TIPU3HAKOM TYOEpO3HOTO CKJIEpO3a M BCTPEUaloT-
cs1 y 20—40% OombHBIX. OHU YacCTO TIOSIBIISTIOTCS YK€
Ha TIEpBOM TOy XKW3HU, WHOTIA MOTYT OBITh BBISIBJICHBI
MPpU POXKIECHUM M CIOYXKAT OTHUM M3 TIEPBBIX KIMHHMYE-
CKMX CUMIITOMOB 3abosieBaHus. Yamie Bcero ¢pudpo3HbIe
OJIAIIKY JIOKAJTU3YIOTCST Ha JIOY, HO MHOTa OHU BCTpeva-
IOTCST Ha BOJIOCHUCTOM 9acTH ToJIOBBI. PUOPO3HBIE OIISIIIIKA
MMeIOT OeXXeBBIN IIBET, OHU IIEpOXOBaThie Ha OIIYIb U He-
CKOJIBKO BBICTYIAIOT Hall OKpyXKarolleil Koxkei. Paszmep
¥ 91CJTo OJISIIeK MOXKET BapbupoBaTh [3, 4, 14, 15, 18].

Yuacmox <«waepenesoit koxncu» (peau de chagrine —
B TiepeBofie ¢ (hpaHIly3CKOro «HemybjeHasi, rpyoas,
JKECTKasl KoXa») TMpeAcTaBisieT co00i COeTMHUTENb-
HOTKAHHBII HEBYC, SIBJISIETCS OOJIUTATHBIM TPU3HAKOM
TyGepo3HOTO CKJIepo3a M BcrpevaeTcst v 50% OG0IbHBIX
(puc.5). B OOJNBLIMHCTBE CIy4aeB yYacTKU «IlIarpeHeBOM
KOXW» TIOSIBJITIOTCSI Ha BTOPOM AECATUIICTHU KU3HU,
OHU TIPEUMYIIECTBEHHO pACITOIaraloTcs B MOSCHUIHO-
KPECTIIOBOI 00JIaCTH, UMEIOT TUIOTHYIO KOHCHUCTEHIINIO,
JKEJITOBATO-KOPUYHEBBIM MJIM PO3OBBIN 1IBET, YMEPEHHO
BBICTYTIAIOT HaJl TOBEPXHOCTHIO OKpyXKatolieit koxu. Ko-
JIMYECTBO YYACTKOB «IIarpPEHEBON KOXW» BapuabeTbHO,
HO yalle OHU ObIBAIOT eNMHUYHBIMU. Paszmep nx Koseo-
nercsi ot 1 no 10 cm u 6outee [3, 4, 14, 15, 18].

Oxononoemesvie Gubpomv: (prc. 6) — OOIUTATHBIN
MpU3HaK TyGepO3HOro CKJIepo3a, KOTOPHI BCTpe-
qaetcsa y 17—52% 6onpHBIX. OHU TIPENCTaBISIOT CO-
001 TyCKJIbIe, KpacHbIe WJHW MSCHOTO IIBETa TAITyJIb
WM Y3JIbI, PACcTyIIUe OT HOITEBOTO JIOXKA WU BOKPYT

B MOMOLLIb TPAKTUYECKOMY BPA4YY

Puc. 2. Cenas npsap BoJoc.
(ITpenocrasaeno M.IO./Topodeeoii)
Fig. 2. Hypomelanotic hair (poliosis).
(Courtesy of M. Yu. Dorofeeva)

Puc. 3. Aurnopuépoma auma.
(ITpenocrasaeno M.IO./TopodeeBoii)
Fig. 3. Facial angiofibroma.

(Courtesy of M. Yu. Dorofeeva)

Puc. 4. Dudpo3Has 6agmKa Ha J0y.
(ITpenocrasaeno M.IO./TopodeeBoii)
Fig. 4. Fibrous forehead plaques.
(Courtesy of M. Yu. Dorofeeva)
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Puc. 5. YuacTok «1arpeHeBoii KOXu».
(ITpenocrasaeno M.IO. Iopodeenoii)
Fig. 5. Shagreen patch.

(Courtesy of M. Yu. Dorofeeva)

Puc. 6. OkoJioHorTeBas hudpoma.
(ITpenocrasaeno M.IO. Iopodeenoii)
Fig. 6. Periungual fibroma.

(Courtesy of M. Yu. Dorofeeva)

HOITEBOW TJIaCTUHBI. B OOJBIIMHCTBE CilydyaeB OKOJIO-
HOTTEeBbIe (DUOPOMBI MOSIBIISTIOTCSI HA BTOPOM JTE€CSITH -
JIETUM XW3HU, Yallle PacriojiaraloTCs Ha ImayibllaX HOT.
Hanuuue okonoHorreBbIX (prubpom OoJjiee XxapaKTepHO
NI KeHIIUH. Pazmep ux BapbupyeT or 1 MM 10 1 cm
B muameTpe. OHU CKIIOHHBI K TIPOTPECCUPYIONIEMY PO-
CTy Iaxe 1ocie ux ynaieHnus [3, 4, 14, 15, 18].

Msexue ¢guopomsr nmetor Mecto 'y 30% OGONBHBIX.
OHU TIPENCTaBISTIOT CO0O EeIMHWYHBIC WJIM MHOXe-
CTBEHHBIC MSTKHE 00pa30BaHUST Ha HOXKAX, MEIIOTIATON
dopMbI, pacTylie Ha IIiee, TYJIOBHINE W KOHEYHOCTSIX
(molluscum fibrosum pendulum). Ipyroii BapuaHT MsITKHX
(ubpoM mpeacTaBisieT co0Oit MHOXKECTBEHHbIE, HECKOJIb-
KO TIPUTIOMHSITBIC HaJl TTOBEPXHOCTHIO KOXM (M TaKOTO K¢
1IBeTa) MeJikve oOpa3oBaHUs, pa3MepoM MeHbllle Oyia-
BOYHOU TOJIOBKH, PACITOJIaraloIIecs] Ha TYJIOBUIIE W IIiee
U HaTTOMUHAIOIIME TYCUHYIO KOXY [3, 4, 14, 15, 18].

HanbGonee TUNMYHBIE HApYIIEHUsI, BBISIBIISIEMbIC
TIPY UCCIICIOBAHUY POTOBOM ITOJIOCTH, — Y3JTOBBIE OITYXOJIH,

GUOPOMBI MM TIATIMJLIOMBI, TJIABHBIM 00pa30M JIOKAJIH-
3yIoIrecs Ha TiepelHeM Kpae JeceH, TIPEeUMYIIeCTBEHHO
Ha BepXHEil YeTF0CTH, HO TAaKKe MOTYT BCTPEJaThCs Ha Ty-
0ax, CIM3UCTOI 000JI0UKE 111eK, CIIMHKE sI3bIKa 1 Heoe |3,
4]. JedexTbl aManu 3y00B yalle BCTPEYarOTCsl y B3POCIIbIX
TMaleHTOB. TUTTMIHBI HApYIICHUs SMaji 3yOOB B BUIE
KpaTepooOpa3HbIX yIIIyOJIeHU, YMCIIO KOTOPBIX BApbUPY-
er ot 1 1o 11 Ha KaxoM 3y0e |3, 4].

Jleuenue KodCHbIX U3MEHEHUTl, C8A3AHHbIX C MYybepo3-
Hoim ckaepo3om. CoraacHO MEXITYHAPOAHBIM PYKOBOJSI-
UM TIPUHIIATIAM KOHCEHCYyca TI0 JICUSHUIO TyOepOo3HO-
ro ckJjeposa, Mnpu JoOOM ObICTPONIPOrpecCUpYIOIEM
CUMITTOMATUYECKOM TIOPaXKEHWHN KOXWM DPEKOMEHIYeTCS
HCTIONTB30BaTh XUPYPTUUECKIE METOMBI JICUCHUS, TIPOBO-
IIATH JTIa3epOTEPATTUIO MJTU TTPUMEHSITh TOTTMUYECKUE WH-
ruburopsl mTOR [11].

B Hacrosiee BpeMst mpoaokaeT usydatbest 3¢ dex-
TUBHOCTh M 0€30TMACHOCTh IMPUMEHEHUSI TOITMYECKUX
nHruoutopoB mTOR npu KOXHBIX MPOSIBAEHUSIX, CBSI-
3aHHBIX C TYOEpO3HBIM ckiiepo3oM [19]. B cooTBeTcTBUM
C pEeKOMEHAAIMSIMHU MEXIYHApOTHOTO KOHCEHCyca
npuMeHeHue Tonudeckux MHruoutopo mTOR sBis-
ercsd 3(PHEeKTUBHBIM METOJOM JieueHUsI aHTMODUOPOM
Juua. Y aereit ¢ HEOOJbIIUMU KOXHBIMU MPOSIBIEHUS -
MW OBIJIO JOCTUTHYTO TTOYTH TTOJTHOE WX MCYC3HOBEHUE
[20, 21]. OnpeneneHue Jy4yiiero noaxoaa K Je€YeHUIO
KOXHBIX TIOBPEKIECHUI 3aBUCHUT OT KIMHUYECKOTO Te-
YeHUs 3a00JIeBaHUSI, €T0 TSDKECTU W TUIIA TIOpaXKeHUN
[11, 22] (Tabm. 2).

Y nmaumeHToB ¢ pacTylei cyoaneHaIMMaibHOM TUTaH-
TOKJICTOYHOW aCTPOILIUTOMON, aHTHOMUOJIUIIOMOM TT0-
YeK WA JUM(aHTUOICHOMUOMATO30M JIETKUX JICUCHIE
IIOJKHO  TIPOBOIUTBCS  CUCTEMHBIMA ~ WHTUOUTOPAMM
BHYTPUKJIETOUYHOTO curHasibHoro mytu mTOR [3, 5, 13,
37—41]. Cnemyetr oTMeTUTh, 4TO B Poccuiickoit @enepa-
uu uaruourop mTOR 3Beponumyc (AduHuTOp) 3ape-
TUCTPUPOBAH IS JICUCHUS OCJIOXHEHUIN TyOepO3HOTO
CKJIepO3a T0 CJICYIONINM TIOKa3aHUSIM: CYOTIeHIUMAITh-
HBIe TUTAHTOKJICTOUYHBIE acCTPOIIMTOMBI, aCCOITMUPOBAH-
HBIE C TyOEpO3HBIM CKJIEPO30M, Y TTAIIMEHTOB CTapiie
1 roma mpu HEBO3MOXKHOCTU BBHITIOTHEHUSI XUPypPTAIe-
CKOM pe3eKIIMY OMyXOJIU JUaMeTpoM > | ¢M; aHTHOMUO-
JIUTIOMBI ~ TIOYEK, ACCOIMUPOBAHHBIE C TYOEPO3HBIM
CKJIEPO30M, Y TallMeHTOB 18 jeT u crapiie, 1uamMeTpoM
3 cM u 6onee; hapMaKOPe3UCTEHTHAsT STTUJICTICHSI, aCCO-
IIMUPOBaHHAs C TyOEPO3HBIM CKIEPO30OM Y ITAallMEHTOB
c 2 ner [3, 5]. Tonuueckue UHTMOUTOPBI C IBEPOTUMYCOM
B Poccuiickoit Deneparnum He 3apeTUcTpupoBaHsl [3, 5].

Ponb neguaTpa B ANArHOCTUKE U JIEYEHUU
Ty6epo3HOro ckneposa

11 cCBOEBPEMEHHOTO BBISIBJICHUS JIETeil ¢ TyOepo3-
HBIM CKJIEPO30M TIeAMAaTPhl JOJKHBI OBITH XOPOIIO OC-
BEIOMJIEHBI O JIMAarHOCTUYECKUX KPUTEPUSIX U KOKHBIX
MposiBIeHUsIX 3Toro 3abosneBaHus. CrenyeT MOMHUTb,
YTO TyOEPO3HbI CKJIEPO3 SIBJSIETCS] TPOTPECCUPYIOIIUM
3a00JIeBAHMEM M CTEIEeHb BBIPAXKEHHOCTU CHUMIITTOMOB
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B MOMOLLIb TPAKTUYECKOMY BPA4YY

MOXET MEHATBCS CO BpeMeHeM. [[J1s1 TuarHoCTUpOBaHUST
HOBBIX CHUMITOMOB WJIM CBOEBPEMEHHOTO BBISIBICHUS
OCJIOXKHEHUMI 06OJIe3HW HEOOXOAMMO TMHAMWYECKOe Ha-
OII0JIEHNE 33 COCTOSTHMEM TaueHToB |3, 4, 13, 14].
TyGepo3Hblii CKIepo3 — TOJIMCUCTEMHOE 3aboJieBa-
HMe, TTI03TOMY JIJIsT KOMTUTEKCHO OLIEHKH COCTOSTHUS U Jie-
YeHUs MallMeHThl HY>KIAIOTCS B HAOMIOAEHUN MEXIUCIIN -

TUIMHAPHBIX CTEIMATMCTOB — HEBPOJIOTOB, TICUXMATPOB,
HedpoJIOroB, JepMaToJIOroB, KapAuoJOroB, OMTaaIbMO-
JIOTOB, TIYJIbMOHOJIOTOB, cTomaTtojioroB [42]. MHorue
0OOJIbHBIE MMEIOT HEWPOTICUXMATPUUYECKUE PaCCTPONCTBA
(HapymieHusT TOBEIEHUSI M OOYy4eHUsI), JJIsi KOPPEKIUU
KOTOpPBIX TPeOYIOTCSI 3aHSITUS ¢ NedeKTosIoraMu, MCUXo-
JIoraMH1 U HeliporicuxoyioraMu |3, 43, 44].

Tabauya 2. BapuaHThl JieueHus NPOSIBJIEHUI Ty0EPO3HOTO CKJIep03a, CBA3AHHBIX ¢ MOPAKEHNeM KOKHU U MoJIocTH pra [22]

Table 2. Treatment options of skin and oral pathology associated with tuberous sclerosis [22]

Dubpo3HbIC OISIIKI
Ha TOJIOBE

Msirkue (pudpoMbl

(ManuiioMbl)

TunonurMeHTHBIE MSITHA

OKOJIOHOTTEBbIE
GbuGpoOMBbI

dubpoma /manuuioMa
MOJIOCTHU pTa

HedexThl aManu 3y00B
(3yOHBIE SIMKH)

Kucter uemoctn

AOJSITUBHAs Jla3epHas
xupyprus [23]

XUpypruueckoe
ncceueHue [14, 23, 28, 29]

XuUpypruueckoe
BMEIIATebCTBO 23]

XUpypruueckoe
ncceueHue

Tonmmueckre MUHrUOUTOPHI
mTOR [30—35]

AOJATUBHOE JIa3epHOE
XUPYPTrUYECKOe yaaleHne
[32, 36]

Xopomaﬂ TUT'MCHA I10JIOCTU

Jpyrvie BApUaHThI

Xopoluasi ruriueHa 3yooB

BoccraHoBneHue

Kioperax,
XUPYPrUYECKOe yaaaeHue

BddekT MoxKeT ObITh YCUIIEH B cOYeTa-
HUU C 5-aMUHOJIEBYJIMHOBOM KUCJIOTOM

O6paruTte BHUMaHKe: (PUOPO3HBIE
MOpaKeHUsT KOXU

OOpaTrTe BHUMaHUE Ha HAJIMYue
CUMIITOMATUYECKUX 3HAUNTETHHBIX
MOpa>keHUI KOXKH.

OOpaTuTe BHUMaHUE Ha OMHOYHOE
WA HEOOJIBIIIOE KOJIMYECTBO (hrOpO3-
HBIX MMOpaXkKeHUI

[Monymaiite, MOXET i ObITh YCKOPEH-
Hasl IPOTPECCHs 1 / WIIK HACTYITUTh
00e300pakuBaIIit 3hheKT

JleyeHue 0OBIYHO He TpeOyeTCsI

JleyeHue 0OBIYHO HE TpedyeTcsl, HO clie-
JIyeT YYUTHIBATh UX PACTIOJIOXKEHUE B 00-
JIACTU JIM1Ia U HEOOXOIMMOCTb IPOBEJIe-
HUS KOCMETAYECKON KOPPEKIIN

O6paruTte 0c060€ BHUMaHUE, €CJIN T0-
paxeHKe CUMIITOMAaTUYEeCKOe WM Pa3-
Mepbl GUOPOMBI >3 MM

JI1sl yMeHbIIEHUS pa3apakeHust

Eciu nMeroTcst 00CTpyKTUBHBIE TTPO-
0JIeMbI, PACCMOTPUTE 3JIEKTPOKAYTEPH -~
3aLIMI0, A0JIATUBHYIO JIA3EPHYIO XUPYP-
IO W XUPYPIUYECKOE YIaleHue

[Nonymaiite, eCTb U PUCK
JIJIS pa3BUTUSI Kapueca 3y00B

O6paTtuTe BHUMaHUE Ha PUCK
JECTPYKIIUU KOCTU

ONOJIHUTEJIbHOE
Cocrosinne MeTOIl]xl JICYECHUs Pe3y.]'ll:TaTbl JeueHus, 0CO0bIE OTMETKH 'I[
o0cyxknenune
Tonmmueckre MHTUOUTOPHI bricTpas oTBeTHas peakiius yepe3 He- Heobxonuma nanbHei-
mTOR: CKOJIbKO HeJIeJb I0CJIe Havalla Teparnuu  1asi Tepanust
parnaMuH (CUPOJIUMYC) Moxet ObITh O0siee 3(PHEKTUBHBIM
[20, 21, 23, 24] JIJ1s1 HEOOJIBIIMX PAHHUX MOPAXKEHUM
U 3BepoauMmyc [9, 25—27] KOXM, a TAaK>Ke JUISI TPEAOTBPALLIEHUS
ITOBTOPHOTO BO3HUKHOBEHMSI TIOCIIE
OIepaTMBHOTIO BMEIIaTEIbCTRA.
XOopoIIo MepeHOCUTCs 6€3 MPOSIBIICHUST
CUCTEMHOM TOKCUYHOCTU
JlazepHasi xupyprust OOpaTuTe BHUMaHUE: UMITYJIbCHBIN Jla-  BpemeHHOe
cocynos [21, 23, 24] 3€p Ha KPACUTEJIE U SPUTEMATO3HBIX  YJIyYIIEHUE
AHTropubpoMmsI TULIA MOPaXeHU.

Mozxet morpedoBaThCs
ceauus Ui oo1as
aHecTe3us

BosmoxHo,
MOTPeOyeTCs Cemalus

Mozxet nmorpedoBaThCs
cemanust
Xupypruueckue pucku

MuHuMalbHBIN
XUPYPTUIECKUI PUCK

Mozxet moTpedoBaThCs
JIOJITOCPOYHOE JICUeHUE
Bricokas crouMocTb

MoxeTt moTpedoBaThCs
MOBTOPHOE XUPYypruye-
CKOE€ yIaJIeHHe

Her

Mozxet moTpedoBaThCs
cemanus

Her
Mozxet moTpedoBaThCs
cefanus

Mozxet moTpedoBaThCs
cenanus
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Tabauya 3. KnuHU4eCcKHE peKOMEHIAIMH MO MPOBEIECHUI0 TUATHOCTHYECKUX MPOLEIYp MPU NEPBUYHOM M TUHAMHYECKOM 00CJIe10-
BaHUH NMANKEHTA ¢ TY0epO3HbIM CKiIepo3om [11]
Table 3. Clinical recommendations for conducting diagnostic procedures for primary and dynamic examination of the patients with

tuberous sclerosis [11]

Opranst
H IPEPACTIOIOKEHHOCTD

Pexkomenmanumn

OcHOBHbI€ J€iCTBHSI IPH NEPBUYHO TUATHOCTHPOBAHHOM
TC wn npu mogospennu va TC

Jlunamuyeckoe Ha0.moaenne namuenra ¢ TC
Win nopo3pennem Ha TC

HacnenctBeHHOCTD

TonoBHOI MO3r

[Mouku

Jlerkue

Cepare

COop HacJIeICTBEHHOTO aHAMHEe3a B TPeX IMOKO-
JIGHUSIX T oTpeneseHus pucka pazputust TC
y OCTaJIbHbIX YWICHOB ceMbH. [1pu He0OX0AUMO-
CTH TeHETUYECKOE TECTUPOBAHUE / ceMeiHOe
KOHCYJIBTUPOBaHUE

MPT rosioBHOro Mo3ra jijisi BbISIBJIEHUST KOP-
KOBBIX TYOEpOB, CyOaMEHAUMAbHbBIX Y3JI0B,
MUTPALMOHHBIX TPAKTOB B 0€JIOM BEIlIECTBE
royiopHoro mosra u CoOrIA.

Heiliponicuxuatpuyeckuii ckpuauHr (TAND)
IPY HapYIIEHUSIX TTOBEACHUS U O0yJeHMST

OOyueHue poauTeseid HoBOpoxaeHHbIX ¢ TC
CBOEBPEMEHHOMY BBISIBJIEHUIO (DOKATBHBIX
SMUICTITUIECKUX MPUCTYMOB (Yrpo3a nHhaH-
TUJIbHBIX CITa3MOB!)

Buneo-D39I'-MOHUTOPUHT THEBHOIO/HOYHOTO
CHa JUISl OLEHKU CYOKJIMHUYECKOM DIUIeNTH-
(hopMHOIT aKTUBHOCTH — €XKEeMECSTIHO Ha TIep-
BOM TOJIy XM3HU, KaXJIble 2 MEC — Ha BTOPOM
roy XU3HU

[Tpu snunenTuyeckux npucrtymax: DI 6oap-
CTBOBaHUs1/BUIE0-DD[-MOHUTOPUHT — MPOIOJI-
JKUTEIBHOCTh MCCIIEIOBAHMS TI0 TTIOKA3aHUSIM

VY3U opraHoB OPIOLIHO MOJOCTU U TTOYEK

MPT Opro1i1HO¥ MTOJOCTH /1JIsI BBISIBJICHUST aH-
TMOMUOJIMIIOM U KUCT MOYeK

Hamepenne AJl 115t CKpUHUHTA TUTICPTOHUT
OmnpeneneHre CKOPOCTH KITyOOUKOBOU (hribTpa-
uuy (CK®) mist orleHKM QYyHKIIMH ITOYEK

HcxonHoe TectupoBaHue (hyHKIIUMU JETKUX
(®BI), mpoBeneHUe TecTa 6-MUHYTHON XOIBObI
U KOMITBIOTEPHOI TOMOTpa(UM JTETKUX BHICOKO-
IO pa3peleHusi, eCJIM UMEETCsI PUCK Pa3BUTHS
JIAM (nipu HapymeHur ®BJ1) (0GBIYHO Y KEH-
uH >18 ner)

OKIT Bo Bcex BO3paCTHBIX TPYIIAX TSI BBISIB-
JIEHUSI OCHOBHBIX 1e(DEKTOB MPOBOANUMOCTHU

U HapyLIEHU pUuTMa cepalia.

Oxokapauorpadust TPOBOIUTCS TPU TTOCTAHOB-
Ke MePBUYHOTO TMarHo3a.

Ecnu pabnoMuoma cepiiia BbISIBISIIOTCS

npu Y3U B nipeHaTa bHbII TIEPUOI, HEOOXOIUMO
MpOoBeJeHNE dXOKapArorpad HOBOPOXKIEH-
HOMY cpa3zy MocJie POAOB JIIsl OLEHKH prcKa
(opmMupoBaHUS cepIeTHOI HETOCTATOUHOCTH
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[eHeTnYecKkoe TeCTUpOBaHME / CEMEITHOe KOH-
CYJBTUPOBAHMUE JIULL PENPOIYKTUBHOTO BO3pacTa

MPT xaxmble 1—3 roma, eciim 06pa3oBaHus Gec-
CHMIITOMHBI, B BO3pacTe /10 25 JIeT;

MPT 1 pa3 B 6—12 Mec malreHTOB ¢ OeccuM-
nroMHbIMU COTA > 1 cMm

Heitiponicuxuatpuyeckuii ckpuHuHr (TAND)
IIPY HapyIIEHWSIX TTOBEACHUS U O0yJEHMS —
eXeroaHo BcecTopoHHsIs OLieHKa HEMPOKOTHI-
THUBHBIX PACCTPOMCTB B KITIOUEBBIE MOMEHTHI
pa3BUTHS:

B0-—3, 3—6, 69, 12—16 u 18—25 ner

Perynsproe nposeneHue DOI' y malimeHTOB
C TMOJ03PEHUEM WM YK€ BBISIBJIEHHOM SIMICIITH-
(hopMHOIT aKTUBHOCTHIO

VY3U opraHoB OPIOIIHO MOJOCTU U TTOYEK —
€XXEroIHO

MPT Opio1Ho# 1mojaocTy Kaxabie 1—3 roga
Ha TIPOTSDKEHUU BCe XXKM3HM TTallieHTa
Hsmepenne AL u CK® exeromHo

Kiamanueckuii CKpyHUHT cuMnToMoB JIAM
(TIpY YCUJIEHU Y OJBIIIKK) MPU KaXI0M Mocelle-
HUU KIMHUKU

[MocTossHHOE KOHCYIBTUPOBAHUE MTAIIEHTOB

10 BOIIPOCaM BIMSIHUSI KYPEHMSI U UCTI0JIb30Ba-
HUSI 3CTPOTreHOB Ha puck hopmupoBaHus JIAM.
Hcnonp3oBaHre KOMIBIOTEPHOI TOMOTpadun
JIETKUX BBICOKOTO paspeleHust Kaxabie S—10 et
MPY OTCYTCTBUU KHCT («COTOBBIE JIETKHE» )

rpy 6a30BOM CKAaHWPOBAHWY WU KaXabie 2—3
rojia Mpyu HAJTUYUU KUCT B JIETKUX.

ExeronHoe nccnenoBanve QyHKLIUN JIETKUX

1 6-MUHYTHOM XOIBOBI TIPU HAJTUYUU KUCT JIeT-
KHX Ha 6a30BOM YpOBHE

OKIT Bo Bcex BO3paCTHBIX TPYIINAX P OECCUMIT-
TOMHOM TEYEHUHU €XEroIHO (110 MOKa3aHUSIM —
yarie).

Dxokapauorpadus IPOBOAUTCS B BO3pacTe 6 JieT
(o 1 mocJie 6 JIeT — IO IMOKa3aHUsIM).

MoxeT nmotpedoBaThcsl 6oJiee yacTasi Wiy pac-
IIMPEeHHAsT TMarHOCTUKA JIJIST TTAI[UEHTOB C HaJU -
Y1eM CUMIITOMOB

227




Oxonuanue mabauyst 3

Koxa TiaTenbHbBI OCMOTP KOXU

JleTanbHbII CTOMATOJIOTUIECKUIT OCMOTP
3yObl

TTomHBII 0DTATEMOIOTUIECKIIT OCMOTP IJISI BBI-
Inaza SIBJICHYSI TTOBPEXIEHUI CETYaTKU U Je(PEKTOB

MOJIEH 3pEHUST

B MOMOLLIb TPAKTUYECKOMY BPA4YY

,ﬂl/IHElMI/I‘-ICCKI/II?I OCMOTP KOXHU €XKEroaHo

JleTambHBI CTOMATOJIOTUIECKU OCMOTP KaXKIble
6 — 12 mec.

[TaHopaMHOE PEHTTEHOJIOTMYECKOe MCCIe10Ba-
Hue 3y00B B 7 JIeT

O(i)TEUII)MOJ'[OI‘I/I‘{e(JKaSI OLICHKA MMPOBOAUTCA
€XKErogHo

Tpumeuanue. TC — TyOGepo3HbIii ckiepo3; MPT — MarHuTHO-pe3oHaHcHast Tomorpadus; COIA — cyd3neHAMMalbHbIE TUTAHTOKJIETOYHBIE
acTpouutoMbl; DI — anekrposHiedanorpadus; Al — aprepuanbHoe napiaeHue; CK® — ckopocth KiyboukoBoit (usrpanuu; OB —
¢yHK1IMs BHeLHeTo apixanust; JIAM — mumdbanruosneitomruomatos; DKI' — anekrpokapauorpamma; Y3U — yinbsrpa3ByKoBoe UCCIIeOBAHME.

B cooTBeTcTBUM € MEXIyHapOTHBIMU PEKOMEHIa-
UMM HEOOXOIMMO TIIATEeJIbHOE OOCIeIoBaHKe IMaly-
€HTOB C HeIAaBHO JMArHOCTUPOBAHHBIM 3aboJieBaHUEM
WY C TIOMO3pEeHUEM Ha TyOepO3HBI CKIIepo3, a TaKxke
peryasipHOe TMHAMUYECKOe HabTIoIeHNe OOBHBIX C yKe
YCTAaHOBJIEHHBIM JMATHO30M WJIM TTOI03pEeHNEM Ha 3a00-
neBanue [3, 4, 11, 13] (Tab6a. 3).

PykoBoasime TPUHLMITEI KOHCEHCYCA PEKOMEHIY-
0T TIIATETBHYIO 0a30BYIO OLIEHKY COCTOSITHUS TIAllEHTOB
C HEIaBHO ITHMAarHOCTUPOBAHHBIM 3a00JIeBaHMEM WJIU C
MOI03peHNEM Ha TyOepO3HBII CKIIEpO3, 3a KOTOPOI Clie-
JIyeT TIOCTOSTHHBIA MOHUTOPUHT JIAI[ C OTPeaeTIeHHBIM
WJIX BEPOSITHBIM JIMarHo30M (cM. Tab. 3) [9].

3aknovyeHue

TyGepos3HbIii CKIIEpO3 SIBISIETCST TTOJIMCUCTEMHBIM TIPO-
TPECCUPYIOIIMM 3a00JIeBaHUEM, TIPU KOTOPOM B TEUEHHUE
JKM3HU TAllMEHTA B pa3IMYHBIX OpraHax MOTYT pa3BUBAThCS
MHOECTBEHHBIE JOOPOKAUECTBEHHBIE OITyXOJu. PaHHsIs
JIMaTHOCTUKA TyOEpO3HOTO CKJIepo3a MMEET MepBOCTEIEeH-
Hoe 3HaueHue. OmyXosu cepiaia MOTYT ObITh BBISIBJICHBI
Mpy 6epeMEeHHOCTH WJIU MPU POXkKIeHUM pedeHka. KoxHbie
CHMITOMBI MOTYT OBITh BBISIBJIEHBI TTPY POXKICHUY peOeHKa
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