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AHHoTanus: B cTarbe npeacrasineH 0030p MyIbTHCUCTEMHOTO 3a00I€BaHUS Y JETei
— HacleACTBEHHOro (pakomarosa. llpoaHanu3upoBaHbl 3SMUIEMHOIOTHYECKUE
JaHHbIE, OTPAXKAIOIINE PACIPOCTPaHEHHOCTh 3a00JIEBaHUs B pa3HbIX peruoHax PO,
pPaccMOTPEHbl OCHOBHBIE BO3pPACTHBIE TPYIIbI J1e00Ta, TeHIEPHBIE OCOOCHHOCTH H
KiuHu4eckue penorurnsl. Oco00e BHUMaHUE yIAEIEHO JUarHOCTUUYECKUM KPUTEPUAM
(KOKHBIE MPOSIBICHUS, HEHPOBU3yalu3alus, T'€HETHYECKOE TECTUPOBAaHUE) U
COBpEeMEHHOM TapretHol Tepanuu wuHruouropamu MTOR. [Ipencrapnens

paSBépHYTBIe JaHHBIC I10 ;:[epMaTonomqecxoﬁ CHMIITOMATHKC, BKJIO4Yas
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aHruouOpPOMBI, TUNONMUTMEHTHBIE TIISITHA W IIAarpeHEBble ONAIIKH, a TaKxke
I pepeHInaIbHO-qUarHocTuueckue Tabmunpl. OTMeYeHa Ba)XKHOCTh paHHEH
JUArHOCTUKU W MYJIBTUAMCLUUIUIMHAPHOIO BEIAEHUS Uil YJAY4YIICHUS IPOrHO3a.
[IpencraBieHHble JaHHBIE CIOCOOCTBYIOT JIyYIIEMY ITOHUMAHUIO KIMHHYECKOM

rereporenHoctd TC u popmupoBanuio 3PpGHEeKTUBHON CTpaTeruy HAOIIOACHUS JeTel

B PO.

KiroueBble cjoBa: Tybeposusiii ckiepos, 1SC1l, TSC2, mTOR, dakomarossl,
AIWIICTICHSI, KOPKOBBIE TyOephl, aHTHO(PUOPOMBI, THIOMUTMEHTHBIC TISTHA,

pabIOMHUOMBI Cep/ilia, aHTHOMUOIUTIOMBI.

CLINICAL AND EPIDEMIOLOGICAL CHARACTERISTICS OF TUBEROUS
SCLEROSIS IN CHILDREN IN THE RUSSIAN FEDERATION

Malkova A.A.

Candidate of Medical Sciences, Associate Professor, Department of Neurology
Izhevsk State Medical University of the Ministry of Health of the Russian Federation,
Izhevsk, Russia

Koshcheeva V.D.

Student,

Izhevsk State Medical University,

Izhevsk, Russia

Petrunin D.A.

Student,

Izhevsk State Medical University,

Izhevsk, Russia

AHeBHUK Haykn | www.dnevniknauki.ru | CMW 3J1 Ne ¢C 77-68405 ISSN 2541-8327




SJIEKTPOHHbIN HAYUHBIMN )XYPHAJI « THEBHUK HAYKH»

Abstract: The article provides an overview of multisystem disease in children — a
hereditary phakomatosis with multisystem involvement. Epidemiological data
reflecting the prevalence of the disease in different regions of the Russian Federation
are analyzed, the main age groups of onset, gender features and clinical phenotypes are
considered. Special attention is paid to diagnostic criteria (skin manifestations,
neuroimaging, genetic testing) and modern targeted therapy with mTOR inhibitors.
Detailed data on dermatological symptoms, including angiofibromas, hypopigmented
macules and shagreen patches, as well as differential diagnostic tables are presented.
The importance of early diagnosis and multidisciplinary management for improving
prognosis is noted. The presented data contribute to a better understanding of the
clinical heterogeneity of TSC and the formation of an effective strategy for monitoring
children in the Russian Federation.

Key words: tuberous sclerosis, TSC1, TSC2, mTOR, phakomatoses, epilepsy, cortical
tubers, angiofibromas, hypopigmented macules, cardiac rhabdomyomas,

angiomyolipomas.
BBenenue

Tyoepo3snwiit cknepos (TC) — 3TO ayTOCOMHO-IOMUHAHTHOE HACJIEICTBEHHOE
3a0ojeBaHre W3 TPpynmbl (HakoMaTo30B, XapakTepusyrolieecs G(opMUPOBaAaHUEM
T00pPOKAaYECTBEHHBIX TaMapTOM BO MHOXKECTBE OpraHOB: TOJOBHOM MO3Te€, KOXKeE,

MOYKax, cep/ile, JErkux u rmaszax [1].

B ocHoBe marorenesa nexar myTaruu B reHax 1SC1 (9934, xoaupyer Oeok
ramapti) win 1SC2 (16pl3.3, koaumpyer OeJOK TyOepHH), YTO TPUBOAUT K
KOHCTUTYTUBHOW aKTHBAIlMU cuUTHajdpbHOro mytd MTOR (MumieHs pamamuiHa y
MJIEKOTTUTAIONINX) U HEKOHTPOJUpyeMou mpoiudepanuu kietok [2]. YcTtaHOBIEHO
cuerienne ¢ jokycamu 9934 (TSC1) u 16p13.3 (TSC2). [IpumepHo y 2/3 nar@eHToB
MYTaIUs BBISBIIAETCS «0€ NOVO», 4TO OOBICHSIET OTCYTCTBHE CEMEHHOTO aHAMHE3a Y

OonbIMHCTRA AeTeil. OOHapyKeHa MOBBIIIEHHAs] YyBCTBUTEIBLHOCTh KJIETOK OOJbHBIX
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TC x nonuzupyromiei paauanuy, 4To0 IMEeET 3HAYCHHUE MTPH BIOOPE METOIOB JTy4eBOU

JMAarHOCTUKU U Tepanuu [3].

YacToTta 3a0051€BaHUs COCTABIISIET, 110 pa3HbIM JaHHBIM, 5—7 ciaydaeB Ha 100 000
HOBOPOXJIEHHBIX, YTO COOTBETCTBYET pacnpocTtpanéHHocty 1:14 000 — 1:20 000 B
oOwelt monynsiiuu. OAHAKO B CHEUATU3UPOBAHHBIX PETUCTPax 3TH UG PHI BBILIE 32
cu€T Oosee mosiHOTO BBIsIBICHUA. B Poccuiickoit denepaiiu, 1Mo JaHHBIM PErUCTpa,
YUCJIO IMAalHUEHTOB COCTABISET OPHUEHTHPOBOYHO 15-20 ThICAY, OAHAKO peajbHBIE

1Pl MOTYT OBITH BBIIIE W3-32 HENIO- U MO3HEN JUATHOCTUKH [4].

CumnTombl 3a00J1€BaHUS MOTYT HPOABIATLECA C POXKIACHHA, YTO ITO3BOJIACT

TOBOPUTH O BPOXKAEHHOM XapaKTepe MHOTUX U3MEHEHUN.

Ileny o0630pa — aHanv3 KIMHUKO-3MUJIEMHOJIOTHUYECKON XapaKTEePUCTUKH
TyOepO3HOro CKJiepo3a y Aeteit B PD, neranbHOE OMUCAHWE KOKHBIX M CHCTEMHBIX
MPOSIBIICHUH, OIIEHKAa CTPYKTYPhl CUMIITOMOB, BO3PaCTHBIX OCOOCHHOCTEH Je01oTa U

COBPEMEHHBIX MOJAXOI0B K TEPAIUHU.
MarepuaJjsbl 1 METOAbI

[MpoBenén anamu3 nureparypHbix ganHbix (PubMed, eLibrary, xnuanueckue
pekomeHamu Munsapasa PO 2022-2024 rr., marepuanst The International Tuberous
Sclerosis Consensus Conference 2012) u manHbIX Poccuiickoro perucrpa naiueHToB
¢ TyOEpO3HBIM CKJIEPO30M. MCIOIb30BaHbI IECKPUIITUBHBIC METObI, PACUET YaCTOTHI
CHUMIITOMOB, BO3pPacTHBIX HHTEpBaJioB. OCHOBHOE OTrpaHMUYEHHUE — HEIOIHOTA
peructpanuu JErKUX ¢GOpM U OTCYTCTBHE YHUDUIIMPOBAHHOTO (eaepaTbHOTO

CKpPUHUHTA.
Pe3yabTarnl 1 00Cy:K1eHUE
Snuoemuonousn ¢ PO

[lo manneiM Poccuiickoro peructpa mnamueHtoB ¢ TC (2025 1), B cTpaHe
3apeructpupoBano okojgo 2100 BepuduUIMpPOBAaHHBIX ClydyaeB y  JETeil.
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PacnpocTtpanénnocts onenunBaercs kak 1:9500 neTckoro HaceneHus, YTO HECKOJIBKO
HIDKE 00IIEMHPOBBIX TMOKa3areseil (BeposITHO, W3-3a HEMOIHOTO yuéTta). B cTpykType

3a0051eBa€MOCTH MpeodaaatoT cnopaaudyeckue ciydau (72%), cemeiinbie — 28%.

Bospact neb6rora: y 60% neteit nepBbie MPU3HAKY MOSIBIISIFOTCS. HA TIEPBOM TOILY
KU3HU (Yalie BCEero — THUIONMUIMEHTHBIE MATHA WIM WHOAHTUIBHBIC CIA3MBbl).
Manbuuky 1 AEBOYKH OOJICIOT ¢ OAMHAKOBOM uyacTtoToi. HaciemoBaHue ayTocoMHO-
JOMHHAHTHOE C BaprabeTbHOM AKCIIPECCUBHOCTHIO, YTO OOBSICHSICT IMIMPOKUMA CIIEKTP

(hEHOTHUIIOB J1a’ke B OJTHOM CEMBE.
TI'enemuueckaa cmpykmypa

Myrtammn TSC2 Berpedarorcss B 2-3 pasa wyame wmyrammid [1SCl u
ACCOIIMUPOBAHHKI ¢ O0sIee TSIKEIBIM TeUeHUEM (PaHHSS STTUJICTICHS], KPYITHBIE KOPKOBBIE
TyOepsl, MOIMKHCTO3 Movek). Myrtanuu TSC1 narot Gostee nErkuii EHOTHIT C TTO3THUM

ne6rotom [5] (Tadm. 1).

Tabnuya 1. Pacnpenenenue mytanuid npu TyOepo3HOM ckiepose y aereid B PD (mo

JAHHBIM PETUCTPA)

I'en Yacrorta (%) Tsxects ¢penoruna | XapakrepHble
HPOSIBIICHUS

TSC1 22 YmMmepennas [Mo3muss
ATIHIIETICHS,

€MHUYHBIC TYOBI

TSC2 68 Tsoxenast WNudantunbabie
CHa3MBbl,
MHOYECTBEHHBIE
AHTTOMHUOJTUTIOMBI

He BbIsiBIICHO | 10 BapuabenbHas Jlérkue WIn

(MO3aUITN3M) aTUNU4YHbIe (OPMBI
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1. Kostcnuvie nposgnenus — KA0O4E€BOU JTUATHOCTUUECKUN MapKep

W3menenuss koxku HaOmomaor npumepHo y 80-90% OonbHBIX TyOepO3HBIM

ckJiepo3oM. [lopakeHne KoKy IPECTaBICHO CIEAYIOIIMMU IEMEHTaMH [3]:

e anrnogudpomMsl U GpuOpPOMaTO3HBIE OUYATH HA JIUIIE;

e OKOJIOHOTTeBBIE (hrOpOoMBI («omyxonu KoeHeHa»);

® [IarpeHEeBbIC OJIAMIKH (COEAMHUTEIILHOTKAHHEBIE HEBYCHI);

® THUIOMEJIAHOTHYECKHE MATHA (B TOM YUCJIEC TUCTOBUIHBIC);

® TUTMEHTHBIC MATHA I[BETa «KOPEe C MOJIOKOM» (4acTOTa HE OTIMYAETCS OT
NOMYJISILIMOHHON, TO3TOMY HE HMMEIOT CaMOCTOSITEIbHOTO JIMarHOCTUYECKOTO
3HAUCHMUS);

e (pubpombl mosIOCTH PTA;

® TUIOIUIA3Us AMAJU 3yOOB (TOUEUHbBIC BIABICHUS).
Anzuoguopomwt tuua

Ha nepBoM roay >kxu3HHM NOABIAIOTCS TOJIBKO y 20% OOJBHBIX, HO C BO3PacTOM
UX yactoTra HapacrtaeT. [IpeacraBisiror coboii MHOKecTBeHHBIE Menkne (1-10 MM B
JMaMeTpe) MamyJibl KpaCHOBATOTO I[BETA, JIOKAJIU3YIOIIUECS B HOCOIYOHBIX CKJIaJIKax,
Ha IeKax, nmoadopojake. Paznuuaror anrnopudpomel tuna [IpuHria (Msrkas kpacHas
pa3HOBUIHOCTh) — Haubosiee TUNUYHBIE A 3a0oneBaHuss — U Ooliee PeIKo
BCTPEYAIOIIYIOCS IUIOTHYIO pa3HOBUIHOCTH (Tum Asutono—Jlepenna—/lapee). Y yactu
OOJIHBIX aHAJIOTUYHBIC U3MEHEHHS MOTYT pacrojiaraThcsi Ha Koxe J10a («pudpo3Has

OMsIIITKa).
Oxkononozmeswvie huopomot

M3BectHhl Takke Kak «omnyxoinu KoeneHa». OKOJIOHOITEBBIE U PEXKe
noJHOrTeBbIe (UOPOMBI OOBIYHO BO3HUKAIOT B MOCTITYOEPTAaTHOM BO3PAcCTe, TOATOMY
y JeTel MIIJIIIEer0 BO3pacTa BCTpeYaroTcs penko. MMerT BUJA IMaAKUX, MIOTHBIX

BBIPOCTOB, OTXOAAIINX OT HOI'TCBOI'O BaJIMKaA.
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Illazpenesuonvie on1auiku

Pa3BuBatotcs B nmepBoe necaruneTtue xu3nu npumepro y 20-80% (B cpenHeM y
40%) OONMBHBIX U MPEACTABISIIOT CO0O0M COCTUHUTEIHHOTKAHHBIE HEBYCHI. MIMEIoT BUA
IJIOCKUX, CJIETKAa BO3BBIMIAIOIIMXCS YYACTKOB C «IIIArPEHEBOI» (MEIKOOYIpHCTOM)
TIOBEPXHOCTHIO, I[BETOM HAITOMUHAIONIMX KOXY amnelbchHa. Yale JoKanu3yrTces Ha

MOSICHUIIE, TYJOBUIIE, O&apax.
T'unonuzmenmmusle namua <KoHgpemu»

Haunbonee panuuii KokHBIM mpu3HaK. OOBIYHO CYIIECTBYIOT C POXKICHHS.
HaunGonee xapaktepHble M3 HUX HMEIOT OYEPTAHMS JINCTA SCEHS (JIMCTOBUIAHBIC).
Hao6monatores y 87-100% mnanuenToB. Ha nmepBom roay ku3Hu ux HaxoasaT y 80%
O0onpHBIX. Ha cBetoil koke WX BUIHO TOJBKO C TIOMOIIBIO Jiammbl Byma — 3To
00s13aTeIbHBIN MeTO ocMoTpa npu noao3peHuu Ha TC. C TeyeHneM BpeMEHHU IsITHA
MOTYT MEIJICHHO PEMUIMEHTUPOBAThCS. [I[MarHoCTUUECKOE 3HAaYEHUE MUMEIOT TOJIBKO
MHO>KECTBEHHbIE 37eMeHThl (3 u Oonee, nuaMeTpoM He MeHee 5 MMm). B peaxux
ClIydasx HaOJIOMAIOTCs MATHA B BUAC KOH(ETTHU» — MHOXKECTBEHHbIC Melkue (1-2

MM) KpYTJIbI€ TUIIOMUTMEHTHBIE MATHA, OOBIYHO HA TOJEHIX U MPEAIUICUbSIX.
2. Buexoorcnvie nposenenus (cucmemnule)
Hopascenusn I[HC — naubornee TSHKENbIC U MPOTHOCTUYECKU 3HAYUMBIE:

e Cynoporu B nepuo HOBOpoxieHHOCTH (110 80%);

e Dnuientuyeckue npunaaku — y 86% O0NbHBIX, XapaKTepeH CUHIIPOM Y3CTa
(nH(baHTUIBHBIE CIa3MBbl) C Ae00TOM B 4—8 MecCsIIeB;

e CyOanenaumaibhbie y3ibl (10 90% npu MPT);

¢ KopxoBrie 6yropku (Tydepsr) — 10 70%;

o CyOdnenaumainbHas ruranTokierounas actporuroma (COI'KA) — Bo3HHKaeT
y 5—20%, MOXET BbI3bIBATh THIPOLIEDATIHIO;

e Tuapouedanus — BropuuHo Ha oHe COI'KA;
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e 3anepxkka ymcTBeHHOro paszButus (50% nanueHToB, yalle OpH MYTaIUsIX

TSC2).
Hlopasicenusn 2na3:

e Hucrarwm;

e @dakoMbl WM TaMapTOMbl CETYATKH, CKJIOHHbIE K OOBI3BECTBICHUIO —
CEpOBATO-KENTHIE OMYXOJeBUIHbIE OMsIIKY Ha ceTdarke (y 50% O0iabHBIX);

e AHTHOUIHEBIE ITOJIOCHI,

e [UnonurMeHTUPOBAHHBIE MIATHA HA PaTy’>KHOM 000I0UKe.
Ilopasicenun nouex (0CHOBHAA NPUYUHA CMEPMHOCIU Y 63DOCTIbIX):

e KucTbl (4aCTO MHOXKECTBEHHBIE);
e Anruomuonumnomsl (10 70% OOJbHBIX, MOTYT OCJIOKHSTHCS KPOBOTEUEHUEM );

o DubpoaneHOMBI, CMEIIaHHBIE OITYXOJIH.
Cepoeuno-cocyoucmasn cucmema:

e PaGnomuoma cepjiia — 4acTo BBISBIsIeTCsS MpeHaTalbHo (Ha I9xoKI'), moxer
CIIOHTAHHO PErPeCCUPOBATh MOCIIE POKICHHUS,

e ApuTMmuu (4Yaie mpu MHOKECTBEHHBIX Pa0IOMHUOMAX).
H3menenua kocmuoit cucmemol:

e (Quaru ckiepo3a;
e [IceBOOKHUCTO3HBIC N3MEHEHUS;

e [lepuocTanbHble HOBOOOpPA30BAHUS.
Hopasicenue nézkux (uwauie y 63p0ocavlx HCeHUWUH):

e [lneBpanbHbIE U JIETOYHBIE KUCTHI,
e Jlumdanruomsr;
e JlumdanruoneiioMmoMaTo3 — CepbE3HOE OCIOKHEHUE, OOBIYHO BO3HUKAET Y

B3POCJBIX KEHIIHH.
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[Tporno3 mist BRI3IOPOBIEHUST HEOMAronpusTHEIN. [Ipy TSKENBIX CHCTEeMHBIX
U3MEHEHUAX BBICOKA JIETAILHOCTh B JETCKOM M MOJIOJAOM Bo3pacTe OT Status
epilepticus, ocmoxHennii rumponedanuy, 37I0KAYECTBEHHOW TpaHchopMarmm
ONYyXOJIEM WA JIETOYHOM HEIOCTAaTOYHOCTH. Ba)XKHO OTMETHUTH, YTO BBIPAKEHHOCTH
KOXKHBIX U3MEHEHUN HE KOPPEIUPYET C PUCKOM BOBJICUEHHS] BHYTPEHHUX OPraHOB —
BO3MOKHBI TSIKEbIE BHUCLIEPAJIbHBIE TMPOSIBICHUS TP MUHUMAIBHBIX KOXHBIX

CHUMIITOMAX.

Juacnocmuueckue kpumepuu (The International Tuberous Sclerosis Consensus
Conference, 2024)

JlnarHo3 OCHOBBIBACTCSI HAa COYETAHUU OOJIBIIMX W MAaJbIX KpPUTEPHUEB.
Knaccuueckass Tpuana (aHruouOpoMbl, YMCTBEHHAsl OTCTaJOCTb, OSIIHJIETICHS)
BCTPEYAECTCS JAJNEKO HE BCErJa, MO3TOMY OOSI3aTENIbHBIM SIBISETCA IMPUMEHEHHE

(dbopmanbHbIX KpUTEpUEB (TA0. 2).

Tabnuya 2. Bonbime u Maible quarHoctudeckue kputepuu TC (2024)

bonpmue kpurepun Maieie kpurepun

3 u Ooiee TMNOMEIAHOTHYECKUX IIITEH | MelKkue TUIIOINMMUTMCHTHBIC IsITHA

IUaMETPOM >5 MM KKOH(ETTH»

3 u Oosee anrmopuOpoM Jmma uiIH | TouedHbIE MOBPEKICHUS 3yOHON dMalH

¢bubpo3zHas 6msmika 16a (>3 sMOK)

2 u 6onee OKOJOHOTTEBBIX (PuOpoM (He | 2 u Oonee GuOPOMBI MOJIOCTU PTaA

CBSI3aHHBIX C TPABMOM)

YuyacTok ((IHanCHCBOﬁ KOK1» | MHOXKECTBEHHBIC KMCThI ITOUEK

(coenMHUTENbHOTKAHHBIA HEBYC)

MHOXXECTBEHHBIC raMapToMbl CETYATKHU I[I/ICXpOMI/IH CCTYAaTKH1

I[I/ICHJIaBI/I}I KOpbI TOJIOBHOI'O  MO3ra Baenoueunsle raMapTOMBbI

(KopKOBBIE TyOEpHI)
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CyOsneHauManbHbIE y3Ibl

CyOsneHnuManbHasi THUTAHTOKJIETOYHAS | -
acTpoIuTOMa

Pabnomuoma  cepmma  (omHa WM | -
MHOKECTBEHHBIE)

JlumdanruoneioMuomMaTos JErKux

2 u 0ojee aHTHOMHUOJIMIIOMBI TTOYKH (0e3

JIPYTUX MPU3HAKOB)

Juarno3 «onpenenéunbiii TC» nomxeH coaep:karh B cede: 2 O0NbIINX KPUTEPUS

unu 1 6omabinoit + >2 maneix. Bozamoxkssiit TC: 1 607611101 KpUTEpU UK >2 MaJIbIX.

Jugpghepenyuanvnas ouaznocmuxa

Koxubeie mnposBnenuss TC

TpeOyIoT

muhGepeHIIUPOBKU € IPYTUMHU

3a0oneBanusiMu. Hanbosnee BaxkHbIE pa3nuuus IpeIcTaBiIeHb! B Tabaumax 3 u 4.

Tabnuya 3. ludpdepennmanbras TMarHoCTUKA TUIOMUTMEHTHBIX TiaTeH rpu TC

3aboseBaHue KntoueBbie oTnuuns

Butunuro [TpuobperenHoe; MOJIHAS
JNIEMUTMEHTAIUS (a HE
TUNONMUIMEHTALUs);  JIOKTH,  KOJICHH,
BOKpYT pTa

benprii mumain [IproOpeTeHHOEe; HEYeTKHE TPaHUIIBI,

YELIYWKH; CBA3b C aTOMUEH

OTpyOeBUIHBIN TUTIAN

[TocTnyOepTaTHbIil BO3pAcT; TYIOBHIIIE,

IJICYH, HCMYﬁKH, BO3MOKCH 3Y/]
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becniurMeHTHBIN HEBYC decToHYaThIE ouepraHus;
OJTHOCTOPOHHUM; HE IIepECEKaeT

CPEIMHHYIO JTUHUIO

T'unmtomenanos Uto

IlIonocel ®  3aBUTKHU BAOJIb JIMHUMN

BJI&IHKO; C POXKIACHUA

AHEMHUYECKUI HEBYC

BJICI[HO CTb 3a CUcCT CHHKXCHHOTI'O

KPOBOTOKA, NCUC3aCT IIPU JUACKOIINHN

Tabnuya 4. {uddepennmansuas quarnoctika anruopuodpom auma mpu TC

3aboneBanue KiroueBpie omnnums

Axkne (yrpu) [To31HMIT BO3pacT; KOMENOHBI, MTYCTYJIbI;
T-30Ha, rpyap, criMHa

KoHTarno3usiii MOJUTFOCK [Tonynpo3paunsbie TaITyJIbI c
MYNKOBUTHBIM BJIABJICHHUEM;
ACCUMETPUYHBI

[lepuopanibHbIi IEPMATUT [Tamyuer, IYCTYJIbI, apUTEMA,

IICIIYHICHUEC, BOKPYT pTa, HOCA, IJ1a3

QONUKYIPHBIA KEPATO3

Menkue IMaITyJibl, KOXXa «KaK HaX/[a9Hast

Oymara»; rieuu, 0eapa, SroIuilbl

Tpuxosnurennoma / CupuHroma

MHOXECTBEHHBIE ~ MEJIKHE  MHamyJbl
TEJIECHOTO I[BE€TA; BEKH, HOCOTYOHBIC

CKJIaAKH1

Cungpom bupt-Xorr-/ly0a

Jlokyc 17p12-911.2;
budpoOITUKYIIOMBI,  TPUXOJIUCKOMBI,

anmuiIJIOMbI IIOAMBIIICK

Hncmpymenmansnas ouaznocmuka u naonooenue

AHeBHUK Haykn | www.dnevniknauki.ru | CMW 3J1 Ne ¢C 77-68405 ISSN 2541-8327




SJIEKTPOHHbIN HAYUHBIMN )XYPHAJI « THEBHUK HAYKH»

PexomeH10BaHbI ClieayrONMe aIropuT™slI [3]:

e MPT romnoBHoro mo3ra — npu nopo3peHnu Ha TC 1 MOBTOPHO ¢ UHTEPBAIOM
1-3 roga 10 MOAPOCTKOBOTO BO3PACTa;

e OlieHKa HEPBHO-TICUXUYECKOTO pa3BUTHsI — BceM JeTsiMm ¢ TC;

e Odranmpmonornueckoe odcaenoBanne (0OCMOTP TJIA3HOTO JTHA);

e OKI u OxoKI' — nys BeIsiBIeHHS paOOMUOM U aPUTMHUIA;

e V3U noyexk — c unTepBajgoM 1-3 roxaa (1o mokazaHUsM Yallle);

e KT rpynHoil KJI€TKM — MpU CUMIOTOMAax CO CTOPOHBI JETKUX (0COOEHHO Yy
B3POCIBIX KEHIIUH JIJIs1 UCKIIOYEHUS JIMM(PaHTHOJICHOMHOMATO3a);

e Ocmotp nammnoit Byna — oOsi3areneH 1yist BBISBICHUS TUIIOMUTMEHTHBIX MATEH

y A€TeW NePBOro rojia KU3HHU.

Jlis TpeHaTanbHOW JHMAarHOCTUKH PEKOMEHIYIOT HCIONb30BaTh JaHHBIE O
cuerieHuu ¢ jJokycamu 9034 u 16p13.3 (MonekyasipHO-TEHETUYECKUN aHaJIu3 MpH
U3BECTHOM MYTallUd B CEMbE), a TaKXkKe dXOKapAuorpaduio miojaa AJis BHIIBICHUS

pabaomMuoM cepiiia (XapaKTepHbI MpeHaTaabHbIN MapKED).

T'ucmonocuueckass  kapmuna: B  aHruopuOpomMax —  pa3pacTaHue
COCMHUTENbHON TKaHU, NOponudepanusi MeEIKHX COCYIOB KalWUISIPHOTO THIIA;

COEIMHUTEIbHOTKAHHBIE HEBYChI ITPEICTABICHBI KOJUIAar€HOMaMH.
Cospemennas mepanus

Jleuenune TC tpeOyeT MyIbTHAUCIUILIMHAPHOTO MOAX0/a (HEBPOJIOT, TeHETHK,

JIepMaToJIoT, He(ppoJIoT, KapAHOJIOT, TYALMOHOJIOT).
Cucmemnas 1ekapCmeeHHAs: mepaniisi

Amnocrepuyeckue  umHruoutoper  MTORC1  (cuponumyc/panaMuiivH,

aBepOoIUMYC/ ADUHUTOP) NPUMEHSIOTCS JJIS JICUCHHUS:

e CyOsneHaIuMaIbHON ruraHToKIeTouHOM actpouuToMbl (COI'KA);

e JUM(paHTHOJIEHOMUOMATO3a JIETKUX;
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® AHTMOMMOJIMIIOM ITOYEK (pa3Mep >3 CM, pUCK KPOBOTEUEHHS);

e aHrnopuOpPoOM KOXKHM JKla (Hapy>KHas Teparus).

BaxxHo oTMeTuTh: muUTOCTaTHUECKHi 3¢ (deKT HaOII0MaeTCs TOJIBKO B MEPHO.
IpOBEICHHsI TepaIny, Mocie e€ OTMEHBI OTMEYaeTCsl BO3OOHOBIEHHE POCTA OITYXOJIH.

[ToaToMy JiedeHre OOBIYHO JITUTENBHOE, a Y HEKOTOPBIX MAlMEHTOB — IMOKU3HEHHOE.
Tepanus aneuogpubpom

e Hapyxnsie cpencrsa: narnoutopst MTOR B Buae masu/rens (3¢ heKTUBHBI, HO
JIOpOTH U HE BCETa JOCTYIIHbI).

e Turazon (aruTpeTvH, 1 MI/Kr B Te€deHHUE HECKOIBKUX MECSIIEB) — CUCTEMHBIN
PETHUHOU, MOXKET YMEHBIIATh pa3Mep aHTHoPUOPOM, HO UMEET 3HAYUTEIbHBIC
no0ouyHbIe 3P PEKThI (TEpaTo- U TeNaTOTOKCUYHOCTB).

e JleCTpyKTHUBHBIE  METOIBI: Hambonee KPYMHbIE O3JIEMEHTHl  YOAJSIOT

AIEKTPOKOATYIISIUEH, JIA3€POM, KPHUOJIECCTPYKLIUEH.
lIpomusocyodopooicnas mepanus

e Burabarpun — mnpenapar BeIOOpa Ipu HWH(AHTUIBHBIX Cla3Max (CHHIPOM
VYacra) y nereit ¢ TC.

e [Ipu dokanbHbIX popmax — kapOaMaszenuH, OKCKapOa3enuH, JEeBETUpaleTaM.

o [Ipu pe3nCTEeHTHON IMHUIENICUM — PACCMOTPEHHE BOIMPOCA O XUPYPTUUECKOM

JiedeHuu (pe3eKIus SMUICITOTEHHOTO KOPKOBOTO TyOypa).
Xupypeuueckoe neuenue, xaroyaoujee 8 ceos:

o Peszexnusas COI'KA mpu cumnToMHO#N Tuaporiedainu wid mporpeccCupyronem
pocre.
e Pesexiysi aHTHOMHUOIUIIOMBI IIPU KPOBOTEUEHUM WIIH pa3Mmepax >4-5 cum.

e Pesekuus 3MUIENTOrEHHOTO o4ara npu GapMakope3uCTEHTHON AMUIICTICHH.

Hunamuka 3ab601e6aemocmu u gviasiaemocmu ¢ P@
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3a nmocnennue 5 ner (2020-2025) B Poccuiickoii deneparyii 0TMEYEH POCT
peructpupyemoii 3aboneBaemoctu TC cpemu aereit. Eciu B 2020 romy BriepBbIe
BbIsiBJIEHO 180 ciyuaes, To B 2024 rony — 320 ciydaeB. DTO CBA3aHO HE C ICTUHHBIM
pocTtoM 3a0onmeBaemMoctd, a ¢ ynyumeHueM amarHoctuku (MPT, remermueckoe
TECTUPOBaHUE, IIMPOKOE BHEApPEeHHE Jamnbl Byna) M BHeOpeHHEM KIMHUYECKUX

PEKOMEHTAINM.
Cpasnenue c Eeponoii

B Espone pacnpoctpanénnocts TC ounenuBaercs B 1:8 000 — 1:10 000.
ITokazarenu BeisiBisiemocTH B cTpaHax EC Beime (I'epmanus — 1:7 500, Hunepnanabt
— 1:9 500) Onaromapsi mTpeHATAIILHOMY CKPUHUHTY pabaoMuoM cepAamna W
HalMOHaJIbHBIM peructpaM. B P® npobiieMa ocTaércst HenoiaHasi perucTpanus IErkux
(dbopM 1 OTCYTCTBUE 00S13aTEIBHOIO TEHETUYECKOIO TECTUPOBAHUS MPU aHTEHATAIBHO

BBIABJICHHBIX pa6,Z[OMI/IOMaX.

3aK/JII0YeHHe

TyOepo3Hblil CKJIep03 — 3TO MOKU3HEHHOE MYJIBTUCUCTEMHOE 3a00JIeBaHUE,
TpeOyroiee paHHEH JUArHOCTUKHM (YacTO MO KOXKHBIM CHMIITOMaM U pabmomMuome
CEep/Illa) U PEryISIPHOTO MEXAUCITUIUTMHAPHOTO Ha0moeHus1. KittoueBbie BBIBOJIBI U3

O6T>CI[I/IHéHHI)IX JaHHBIX:

1. KoxHble IPpOsIBIIEHUS] — CaMble PAHHUE U JOCTYIIHbIE TUAarHOCTUYECKUE MAPKEPHL;
uX MpaBwibHas MuddepeHIranpbHas AUarHOCTUKA IMO3BOJISIET M30eXaTh TUMep- U
TMIIOANArHOCTUKH.

2. DOnunencus (ocoO0eHHO MH(pAHTWIbHBIE CHa3Mbl) — TJIaBHAs MPUYHHA
WHBAJIMU3AINN;, BUTA0ATPpUH — BBICOKOA(PEKTUBHAS TEpanusl MEPBOM JTMHUH.

3. Uuaruburopsr MTOR (3Beponaumyc, CUpOIMMYC) — TEPBbI NAaTOr€HETUYECKUM

MO/IXO0/1, HO TPEOYIOMINI ITUTEIHHOTO (YaCTO MOKXKU3HEHHOTO) MTpUEMa.
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4. MynprugucuumuHapablii MOHUTOpUHT (MPT ronoBHoro mosra, Y3M nouek,
sxokapauorpadusi, oQpTaTbMOJOTHUYECKUH OCMOTpP) — OCHOBa NPOQPUIAKTUKU
TSKENBIX OCIIOKHEHUMU.

5. [IporHo3 octaércsi cepbE3HBIM, HO CBOEBPEMEHHAs TEpaNUsl MOXKET 3HAUUTEIHHO

YIY4YIIUTb Ka4CCTBO KNU3HU U KOTHUTHUBHBIC MCXOABI.

OcCHOBHBIE BBIBO/bI

1. TyGeposubliii ckiepo3 y nereit B PO — 3HaunMas MeIUIIMHCKAas M COLMAJIbHAS
npobiiema ¢ pacrnpoctpaH€HHOCTBIO okono 1:14 000 — 1:20 000 (5-7 wa 100 000

HOBOPOXKJIEHHBIX ).

2. Koxxnple mposiBiieHUs (THIONMUTMEHTHBIC IISITHA, AHTHO(PUOPOMBI, IIarpeHeBast
KO’Ka) SIBIITFOTCS KJIFOUEBBIMU IMAaTHOCTUYECKUMH MapKepamu U HaOmonatores y 80—

90% nanneHToB.

3. Benymue cucTeMHble MPOSIBICHUS B IETCTBE — MH(DAHTUIIBHBIE CIIa3Mbl (CUHIPOM

¥Yacra), KOpKOBBIE TYOEPHI, CyOANIeHIUMANIbHBIC Y3JIbl K PA0IOMUOMBI CEp/IIa.
4. Mytarmuu TSC2 npeobnanarot (68%) 1 acCOMUPOBAHBI C TSHKETBIM (DEHOTHIIOM.

5. Obs3aTenbHBIM SIBISIETCS OCMOTP Jammoi Byna y mereit mepBoro roaa >KU3HU MpU

nono3penuu Ha TC.

6. Peructpupyemas 3a00JieBa€MOCTh PacTET 3a CYET YIAYUILICHHUS JUATHOCTUKH, HO

peanbHas pacupoCTPaHEHHOCTh, BEPOATHO, BBIIIE OUITUATEHOM.

7. Buenpenue unrudburopoB mMTOR (3BeporumMyc, CUPOIMMYC) U3MEHHUJIO MPOTHO3
npu COI'KA, anrmomuonumnomax u JumdaHTHOJIEHOMHOMATO3€, OMHAKO 3P EKT

00paTuM Iociie OTMEHHI.
Pexomengamumn

1. Ocmorp nammnoil Byna BceM JneTsiM C 3aJ€p>KKOMl pa3BUTHS, MH(PAHTHUIbHBIMU

crmrasMaMM UJIN MHOXCCTBCHHBIMU I'HIIOITMITMCHTHBIMU ITITHAMU.
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2. HpOBeI[eHI/Ie MPT ronoBHOro Mo3ra BceM ACTAM C THIIOIIMITMCHTHBIMH IIITHAMU UJIN
I/IH(baHTI/IJIBHBIMI/I clrasMaMu (C IIOBTOPCHUCM KaAXKIBIC 1-3 roga a0 1moapoCTKOBOIO

BO3pacTa).

3. T'enetnueckoe tectupoanue (TSCL/TSC2) npu mono3pennu Ha TC o0si3aTenbHO,

BKJIFOUAsI CEMEWHBIA aHAJIN3.

4. DOxokapauorpagusi HOBOPOXKIEHHBIM IPU BBISBICHUU paObJOMHOM cepila

IIPEHATAJIBHO.

5. PanHee Ha3HaueHue BUrabarpuHa Npv MHPAHTWIBHBIX crnazMmax (B TeueHue 4—6

HeZeNb OT 1e010Ta) — KIII0UeBOH (hakTop OaronpusaTHOrO KOTHUTUBHOTO UCXO/IA.

6. Coznanue denepansaoro peructpa TC ¢ yHUDUIMPOBAHHBIM MPOTOKOJIOM

HaOJIIONICHUST U MOHUTOPUHTOM 3(PHEKTUBHOCTH TEPAITUH.

7. ObecnedyeHue A0CTyma K 3Bepoumycy u cuposumycy mo OMC mus mereit ¢

COI'KA, anrnomuonunomamu u €roudbiMu popmamu TC.

8. Perymsiproe (1-3 roma) Y3U noyek u npu nosieiienuu cumntoMoB — KT rpymaHoi
KICTKH y JeBymiek © keHmUH ¢ TC  §miud  paHHEro  BBISIBICHUS

TUM(DAHTHOJIEHOMUOMATO3A.

9. OGyuenue poautenei, KOTOPOE JIOJDKHO BKIIIOYATh B CE0S:
e Pacno3naBanue HHM)AHTUWIBHBIX CIIa3MOB (MPEIOCTABUTEH BUEO-TIPUMEPHI).
e [lonnManne HEOOXOAUMOCTH HEMEIJICHHOTO OOpalleHus IMpPH H3MCHECHUH
HEBPOJIOTUYECKOTO CTaTyca.

e ludopmupoBaHue o prucke BHe3anHoH cmepTH npu smmierncun (SUDEP).
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