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Pe3ome. B ctatbe MpeACTaBJICHbI KIIMHUYCCKHC 0COOEHHOCTH Ty6epO3HOFO CKJICPO3a y ,Z[eTefI Ha
OCHOBAaHHM aHaJIn3a JaHHBIX 6 IIaIIUCHTOB.

KiaroudeBble ciioBa: Ty6ep03HI>II71 CKJIICPO3, KIIMHUYCCKHC 0COOEHHOCTH.

Resume. The article presents the clinical features of tuberous sclerosis in children based on the
analysis of data from 6 patients.
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BBenenue. TyOeposubiii ckiepo3 (TC) - peakoe ayroCOMHO-JIOMHHAHTHOE
MYJIbTUCUCTEMHOE 3a00JeBaHKE, NMPH KOTOPOM J0OPOKAYEeCTBEHHBIE OIYXOIM (ramMapTOMBI)
pa3BHBAIOTCS B Pa3lIMUHBIX OpraHax (TOJIOBHOW MO3T, KOXKa, CEpIIe, MOYKH M JIETKHE), YTO
COIIPOBOKIAETCS MHOrooOpa3ueM KIMHUYEeCKHX IMposiBaeHuid. OcHoBHOW mnpuunHoi TC
ABISIOTCST MyTanuu B omHoM w3 2 reHoB (TSCl wmmm TSC2), mpuBonsmmue K IUCHYHKITHH
raMapTiHa Wid TyOepuHa — O€NKOB, peryJupyloIlux KJIETOUHYIO Mpoiudepanuio.
3aboneBaemocth TC omenuBaercs kak 1:5800 nHoBOpomeHHBIX, Tipu 3ToM TC ciokeH s
JIMarHOCTUKH, MOCKOJIbKY 4YacTO OTCYTCTBYET CEMEWHBI aHaMHe3, a KJIMHUYECKUH (EeHOTHII
MOJKET ObITh BapUaOEIbHbBIM.

Ieas: npencraBute ocodbeHHoctu aedrora TC y nereid.

Marepuanbl u Meroabl. M3yuen katamue3 6 mnaumentoB 2002-2021 rr. poxaeHus,
HaXOJMBIIMXCS Ha cTanMoHapHOM JiedeHuH ¢ nuarto3oM TC Bo 2-I'IKb r. MuHncka 3a nepuon ¢
2005 1o 2025 rr. [Ipoananu3upoBaHbl BO3pacT 1e0r0Ta 3a00JIeBaHMs, HACTIEACTBEHHOCTh, KAIOOBI
U KIMHUYECKHE TPOSIBIIEHUS] HA MOMEHT MepBUYHOr0 oOparieHus. OLeHeHbl MoKa3aTen o0IIero
aHaJIM3a MOYH, OMOXMMHUYECKOT0 aHaIM3a KPOBH, IaHHbIE YJIbTpa3ByKoBoro uccieaosanus (Y3U1)
moueBbiBossALIel cucrembl (MBC), anekrpokapanorpammel (OKI') u sxokapauorpadpuu (Oxo-
KT'). O6paboTka nanHbIX BeImosiHeHA B Statistica 10,0 u Excel.

Pe3yabTaThl 1 ux odcyxaenune. Bece 6 maunentos (u3 6 cemeil) — manbuuku. Bospact
nereii Ha MoMmeHT jeGrora 3aboseBanus — 4,5 (0,5-10,0) roma. Ilpu u3ydeHMH CEMEWHOTO
aHaMHEe3a YCTaHOBJIGHA OTATOIIEHHas HaCleACTBEHHOCTh IO JaHHOMY 3aloneBaHuio y 1
Majp4rKka (Mama pebernka ¢ 16 mer Habmomaercs ¢ quarao3om TC). YV 3/6 manueHToOB MepBHIMU
IposiBIEHUSIMH 3a00sieBaHus Obun u3MeHeHus npu Y3 MBC, y 1/6 — napyiienue co3HaHus, y
2/6 — cymopoxHble npucTynbl. Ilopakenue meHtpaigbHOil HepBHOW cuctemsr (L[HC)
JTMarHOCTUPOBAHO y 5/6 MalMEHTOB M NPOSIBIAIOCH CYIOPOKHBIMHU INpHCcTynamu y 3/5 nerei,
CyOsTeHIMMaIbHOM TUTaHTOKIIETOYHOU acTPOLUTOMOM — Yy 1/5 1 paccTpoiCTBOM ayTUCTHUECKOTO
cnekTpa —y 1/5. Y 2/6 MaibunKoB Ha KO>k€ OOHApYEHbI THIIONUTMEHTHBIE TISITHA, SIBIISIOIIUECS
onHUM u3 OcHOBHbIX KpurepueB TC. IlopaxeHue Imo4ek, NPEACTABICHHOE KHCTO3HBIMU
00pa30BaHUsIMH, YCTAHOBIEHO y 4/6 mamueHtoB. Y 1 mambumka npu mnpoBeaeHuu Ixo-KIT
JMarHOCTUPOBAaHA PAJOMUOMA IPAaBOro KelyJouka 0e3 reMOAMHAMUYECKUX HapylleHWi, Mmpu
OKT —y 2/6 nereil BbIsIBIEHBI HApYyLICHU pUTMa (HETOIHas O0J0Kaja MpaBoi HOXKKM mydka ['nca
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W YacThle TpeIcepaHbIe AKCTpacucTobl). [TokazaTenu obiero ananmsza MO4YH, OMOXUMHUYECKOTO
aHaM3 KPOBM Yy BCEX IAIMEHTOB Ha MOMEHT Jjae0roTa 3abojeBaHus ObUIM B Tpeaenax
pedepeHTHBIX 3HaYeHW. Bce malMeHThl KOHCYJIbTHPOBAHBI TE€HETHMKOM, OJHAKO MEIHMKO-
TeHETHUYECKOE TECTUPOBAHUE MTPOBEICHO TOJBKO | pebenky (oOHapyxeHa mytanus 1SC1 rena).

3akirouenue. TyOepo3Hblii CKJIepo3 BCTpeyaeTcsi B OCHOBHOM Y MAalbYUKOB U
manudectupyer B Bospacre 4,5 (0,5-10,0) nmer pazHooOpaszueM KIMHUYECKUX TPOSIBICHUM.
Hecmotps Ha To, yTO 3a00J€BaHUE T€HETUYECKH JAETEPMUHUPOBAHO, OTATOIICHHBINA CEMEIHBIN
anamue3 1o TC ycraHoBiaeH Toiabko y 1 manumenrta. J{iast OONBIIMHCTBA JeTed XapaKTepHBI
narosiorust [{HC (5/6) B Buae cynopoxHoro cuaapoma (3/5) u uameHeHus B modkax (4/6), 4to
noaTBepKIaeT HeooxomumocTh uckioueHus TC B ciyuae coderanHoro nopaxenuss LTHC u
MBC. Ilpu nepsuunom oOpamenun nokazaresn OAM u BAK y Bcex marmueHTOB ObUIM B
npezenax BO3PACTHOM HOPMBI, OJHAKO TpeOyeTcs AWHAMHYECKUH KOHTPOJb, TaK Kak
MOCTETIEHHOE 3aMEIlEHUE MapeHXHUMbl KHUCTO3HBIMH OOpa30BaHUSMU MPUBOJIUT K CHHKEHUIO
MOYECYHBIX (PYHKIIUI U POTPECCUPOBAHHUIO XPOHHUECKOW OOJIE3HN TTOYECK.
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