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Micue in2iGimopis mTOR y niKyBanui
TSC-acouiiiosanoi eninencii

YV 3B’5I3Ky 3 OTpUMAaHHSIM PE3YJIBTaTiB JOCITi-
moxeHHs1 EXIST-3 Ta peectpalii€to eBeponimy-
cy nng nikyBaHHs TSC-acoliiiioBaHUX CyIoM,
SIKi BaXXKO ITiIIAI0THCS Tepallii, peKoMeHaallii
1010 BeJIEHHSI TAKMX XBOPUX 3a3HAJIU MEBHUX
3MiH (Ta61.). OCKiAbKM y OOCIHiIXEHHS
EXIST-3 6yJ10 BKIIIOUEHO AiTeil BIKOM Bifl 2 po-
KiB, eBEpOIIMYyC HEe MOXe OyTH peKOMEHIOBA-
HU NaLlieHTaM, MOJIOALIMM 3a3HAUYEHOTO BiKY.
Kpim Toro, naHi I piBHSI 10Ka30BOCTi 1100
e(eKTUBHOCTI eBepoJIiMyCy OTpUMaHi JIuIIe
y MALi€HTIB, Y KOTPUX Tepallisl HIOHAUMEeHI1Ie
JIBOMA TIPOTUEMIIENTUYHUMM 3acobamu Oys1a
HeeeKTUBHOI0. ToMy 3aCTOCYBaHHSI €BEPOJTi-
Mycy siK Tepartii 1-1Ta 2-1J1iHil He peKOMeH10-
BaHe. Y xomi nociimkents EXIST-3 criocrepi-
rajiacsl Kpailla BillIOBiIb Ha Tepallil0 BUILOIO
JI03010 €BEPOJIIMYCY, 1110 CBiTYMTD PO A0303a-
JiexXHUI eekT mpemnapary. 3rifHo 3 CydaCHU-
MU peKOMEHALIiSIMU, MIOYaTKOBA 1034 Mperna-
paty Ma€ CTAaHOBUTH 5-7 HI/MII, Y pa3i Helo-
CTaTHBOI KJIiHIYHOI Bill[TOBili BOHA MOXe OyTH
30iblIeHa 10 5-15 Hr/MJ1.

Mumanng go obzoBopenny

Un echeKTUBHMIT eBepOAIMYC AAS
YCYHEHHSI CYAOM i npodpirakTUKK
eniaencii? flka onTMmMaAbHa TPUBAAICTD
Tepanii?

BaxvuBuM MUTAHHSM 1J1s1 0OTOBOPEHHS
€ BU3HAUEHHS POJIi eBePOJIIMYCY SIK TPOTUCY-
JIOMHOTO 3aco0y i/a00 MpoTHeTiIeNTOreHHO-
ro areHra. $IKIilo emnijerncist € pe3yJbsTaToM
BOTHUIIEBO1 AUCIIA3ii KOPU, sIKa BUHUKIIA
y TIpeHaTaJIbHUI TIepioj Ha eTari HeiipOHHOL
Mirpaii Ta audepeHitiaitii, Tofi, KIMOBIpHO,
eMiJIENITOreHHUI Mpoliec yxXe 3amyleHui,
i pO3BUTOK €MiJIENCii € HEMUHYYUM. Y Malli-
eHTiB 3 TSC dopMyBaHHSI EIMiJIETTUYHOTO
BOTHUIIIA TIOB’SI3aHE 3 TAK 3BAHUMU TyOepamiL.

Iris E. Overwater, Andre B. Rietman, Agnies M. van Eeghen, Marie Claire Y. de Wit, Higepnanau

HA4eHHA eseponiMycy | NIKYBAHHI NAUIEHMIB 3 pedpakmeprumu
cygoMamu, acouilioBanumu 3 myoepo3no-CKAEPO3HUM KOMNABKCOM:
CU4AcHI nepcnexmusi

[Ticns xipypriuHoro BumaneHHs 1IMX yTBOPEHb
i IpUIeTINX TKAaHWH iCHYE BUCOKUI PU3UK
peMicii HamaniB cynoM. Lleit dakr cBimuuTh
Ha KOPUCTH TIMOTE3U PO Te, 110 LIEHTPaTbHE
MicClie B €NiJIENTOreHe3i 3alimMae qucruiasis
KopTekcy. OmHaK KOJIM TOJIOBHOIO PYLIiHOIO
cuioto eminenroreHedy € mTOR-3anexHi
OpolecH, MPUTHiYeHHs TillepaKTUBallii
mTOR Moxe 3amo0irTi po3BUTKY EITiJIEIICil.
Ha tBaprHHMX MOJeIsIX OYJ10 MPOAEMOHCTPO-
BaHo, 110 TinepakTuBHicTh MTOR Moxe Bu-
CTYIIaTU TPUTEPOM €EIiJIeICii 3a BiACYTHOCTI
O3HaK JucIiasii Kopu, e € apryMeHTOM
JIO OCTAaHHBOTO TBEPKEHHSI.

JI1s1 OLIiHIOBaHHS CTaHy PO3BUTKY MO3KO-
BOI TKAHMHU MOXHa BUKOPHUCTOBYBATH
MarHiTHoO-pe3oHaHCcHY Tomorpadito (MPT)
0iJ101 peYOBMHU MO3KY i3 3aCTOCYBaHHSM 11~
(ysiitHux TexHik. Y 6araThox nauienris 3 TSC
BUSIBJISUIM ITOPYLIEHHS LIJIOCTi 01J10i pe4oBu-
HU rojioBHOro Mo3ky. Jlani MPT, orpumani
y X0Jli BUBUEHHS e(DEeKTUBHOCTi €BEPOTIMYyCY
JUISL JTiIKyBaHHSI CyOeTneHIMMAJIbHOI TiraHTo-
kiiTnHHOI actporuToMu (NCT004116190),
nokasaiiu, 1o y nauieHris 3 TSC 3actocyBaH-
H4 iHTibiTopa MTOR cripusie mokpaiieHHIO
CTaHy 06iJ10i peUOBMHU FOJIOBHOTO MO3KY.

JocToBipHUX JaHUX 100 €(PEKTIB EBEPO-
JIiMycy TIOKM HeMae, TipoTe, HMOBipHO, Liei
Mpenapar BOJIOJI€ MPOTUEMiIENTOTEeHHOIO
nieto y manieHTiB 3 TSC. Takox LiJIKOM iMO-
BipHO, 110 ¢ MiArpymna mnauieHTiB MaTUMe
BiKOBi 0OMeKeHHSs1. 3aCTOCYBaHHSI iHTiOITOpIB
mTOR sk cCMMIITOMAaTUYHOTO Ta TPEBEHTUB-
HOTO JIIKyBaHHS Yy JiTeil MoJioalIe 2 poKiB
MoTpedy€e MOJATBIIOTO BUBYEHHSI.

Yu Morke BBEAEHHSI €BEPOAIMYCY

3ano6irTM po3Aapam iHTEAEKTY

Ta PO3BUTKY ayTU3MYy Yy naujieHTiB 3 TSC?
Baxx1MuBUM NpeauKTOPOM KOTHITUBHOTO

po3BUTKY y aiteii 3 TSC € yac mosiBU nepiumnx

Ta6nuus. Cyuachi pekomeHpaauii wopao nikyeaHHs eninencii y naujiextie 3 TSC
(maHi Curatolo et al., 2018; Curatolo et al., 2012)

Eninentnuni cunppomn Mepuia ninis Apyra niia Tpers ninis Yersepra niHia
Curapom Becra Koptukocrepoinn Kerorenta giera
Boruuwesi Hanaau cypom Birabarpu Tonipamar Po3rnaHytn Kombinauis MEN
B HeMoBNST (3/6e3 BTopuHHoi | Birabarpu Kap6amasenix onepaTueHe Kerorenta giera
reHepanisauii) Okckapbamazenit NiKyBAHHS!
Bornuwesi Hanaau cyaom Kapbamaszenin Pparmuym o IS PornsyTH KoMBiHauito
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y nauientis >2 pokis (3/6e3 | Okckapbamasenin MOXIMBOCT] Eseponimyc ME, keTorenHoi pietn

BTOPHHHOI reHepanisauii) Tonipamar

CBH - crumynsuis 6nykatoyoro Hepea.

HamasmiB CyJOM Ta MIBUIAKICTh HACTAHHS BiJl-
TMOBi/li Ha Mpu3HayeHe JikyBaHHs. Kpim Toro,
icHye TiCHUI B3a€MO3B’SI30K MiX 4acoM I10-
SIBU MEPILIMX CYAOM i TSXKKICTIO ITOPYIIEHb
ayTUCTUYHOTO CIEKTPA, 1110 T03BOJISIE 3pO0OH -
THU MPUIYIIEHHS PO Kpallli HeMPOKOTHITUB-
Hi HaCJIiIKM AJi TalieHTa y pa3i paHHbOIO
MpU3HAYEHHST arpecUBHOI Tepamii. Y miteit
paHHbOTO Biky 3 TSC, BOrHUILEBUMU CYI0-
MaMHM Ta iH(paHTUIBHUMU CIla3MaMU PEKO-
MEHJ0BaHO 3aCTOCOBYBAaTHM BirabaTpMH.
BBenmeHHS LIbOTO TperapaTy HEMOBIISITAM
oApa3y Ticlsg MeplInX HamamiB CYIoOM
acolliifoBaHe 3 iICTOTHUM 3HUXKEHHSIM PU3KKY
IHTeJIEKTyaJIbHUX PO3JIa/liB Ta ayTU3MY MOPiB-
HSTHO 3 IiThbMU, KOTPUM JIiKyBaHHS IIPU3Ha-
yeHo mni3Hime. I[IpuiloM BirabaTpuHy
JI0 TIOSIBU CYJIOM TaKOK MOXe OYTH KOPUCHUM
IUTd TIAlIiE€HTA, i € CIOoAiBaHHS, 110 HEIIo-
naBHo posnouari pociimxkeHHs: EPISTOP
ta PREVENT 3M0XyTh NMOSICHUTU 1Lieit
(beHomeH.

OCKiJIbKY ETIIETICIST € BaXTMBUM (HaKTOPOM
PU3UKY PO3BUTKY iHTEIEKTYaIbHUX ITOPYILIEHb
Ta aytusmy y aiteii 3 TSC, ekcriepT Moroaxy-
I0ThCA, 1110 PAaHHE MPU3HAYEHHS arpeCUBHOTO
JIIKyBaHHS € LIJIKOM BUMpaBaaHuM. [Tpote

LUAHOBHI KOJIETA!
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Il HauioHanbHMM KOHrpec
«AKTYAJIbHI MUTAHHA
MEPUHATAJIbHOI
HEBPONOTrII>

B pamkax 3axoay 6yayTb BUCBIT-
NeHi cy4acHi acnekTu AiarHoCTUKU
Ta NikyBaHHA HOBOHAPOAXEHUX
Ta fiiTeil paHHbOrO, AOLIKI/IbHOTO
Ta WKINbHOTO BiKY 3 yPa)KeHHAMU
HEpPBOBOI CUCTEMU, PO3TNAHYTI
HOBI niAxoam ao npodinakTukmy,
couianbHoi peabiniTaii, Aia-
FHOCTUKM Ta HaAAHHA MeAUYHOI
JAOMNoMoru npy opgpaHHUX 3aXBO-
PIOBaHHSAX, EMINENTUYHUX CUHAPO-
Max, NepUHaTa/IbHUX YPAOKEHHSAX
HEpPBOBOI CUCTEMU TOLLO.

By/. XpelaTuk, 14,
KOHrpec-xon
rotesnio «XpewaTuk>
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cnpobysaty ikwmi MEM

CBH

HMHI HEBIIOMO, Y1 MOXE TiepeTyacHo MpU3Ha-
yeHe JiikyBaHHs iHribitopamyu mTOR 3anoGir-
TU PO3BUTKY EMIJIENCIl Ta CIIPUSTA KpaIloMy
KOTHITMBHOMY PO3BUTKY. JlaHi mpo Mo3uTuB-
HMIi eDeKT 6-MiCSTYHOrOo JIiKyBaHHS iHTi0iTO-
pom mTOR vy mireir 3 TSC BikoM 6 pokiB
i ctapiie He npencrapieHi. TakoxX BiACYyTHi
BiZIOMOCTi CTOCOBHO JIOIIJTILHOCTi ITPU3HAYEH-
HSI €BEPOJIIMYCY JUISI TIOJIITIIEHHSI TTOBEIiH-
KU YU KOTHITUBHMX (DYHKIIiil TalieHTaM 0e3
pedpakTepHoi eriyierncii.

Un icHyloTb MepeBaru L,0A0 3aCTOCYBaHHS
KOMOiHaLii, iKa BKAlOYaAa 6 eBepoAiMycC
Ta iHLWKMHA AikapcbkMii 3aci6?

Konu o6roBopro€eThes posib iHTiOITOPIB
mTOR y koHTekcTi nikyBanHs TSC, 3a3Buyaii
aeTbcsl MPO TMPUILiJIbHE TPUTHIYEHHS
mTORCI1. Ognak TSC-npoTeiHu MOXYTh
OyTu cuHTe30BaHi BHachigok mytauii 7.SC/
abo TSC2, 1o BinOMBa€EThCs HA (DEHOTUIII TTa-
tojiorii. Harmpuxoman, TSC1 ta TSC2 ¢yHKItio-
HYIOTbh He3aJIeXKHO OJIHE Bifl OMTHOTO, TIPUTHi-
YYIOTh PiCT KJIITUH, iHAyKOBaHUI TpaHChOP-
MylOUMM (HakTOpoM POCTy-PB, MOAYIIOIOTh
eIriTenialbHO-ME3€HXIMaJIbHUN TIepeXil.
Brpara ¢yHkitii TSC-nipoTeiHiB TaKoX BILTU-
Bae Ha mMTORC?2 Ta aktuBHicTb AKT (mipote-
iHKiHa3y B). BruiuB Liyx MexaHi3miB Ha (peHo-
tun TSC ocTatoyHo He 3’ICOBaHMIA, IIPOTE
PE3yBTaT! MOJATBIINX AOCTIIKEHb MOXYTh
BiIKPUTU HOBi MOXKJIMBOCTI JIIKyBaHHSI.

Bucnosku

EBeposiiMmyc TpUHOCUTD BEJTUKY KOPHUCTh
nauieHTam 3 TSC sK 11010 MPUTHIYEHHS TTyX-
JIMHHOTO POCTY, TaK i pe)pakTepHOI eTijen-
cii. [Ilpore nmpenapatr MoKuW He BUIIpaBAaB
OYiKyBaHHS SIK 3aci®, KOTpUiA 30aTHUM 3Mi-
HUTH nepedir xpopoou. llloHaliMeHIlIe KO-
xkeH apyruii nauieHt 3 TSC Ta pedpakrep-
HOIO €MiJIETNCi€0 He BiAMiYalOTh KJIiHIYHO
3HAUYILOTO 3HWXKEHHS YaCTOTH HarajiB Cy-
oM. TakoxX MoK BilICYTHi IepeKOHIMBI AaHi
1OJ0 TMO3UTUBHOIO BIUIMBY Ipernapary
Ha KOTHITMBHI (QYHKIIil Ta HEUPOTICUXIYHUIA
nediuut y nauienTis 3 TSC. INMoganbiii no-
CJTIIKEHHS OO0 ONTUMAIbHOTO YaCOBOTO
Jliama3oHy, CXeM J03yBaHHS Ta, MOXJIUBO,
KOMOiHAaIIi} 3 iHIINMU JIiIKapChbKUMU 3aco0a-
MU MOXYTb MiABULIUTH KOPUCTh EBEPOJTIMY-
cy nst nauieHTiB 3 TSC.

Therapeutics and Clinical Risk Management 2019;
15:951-955.
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