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KnuHnyeckana xapaktepuctuka
Ty6epOo3HOro CKneposa

BeepeHue. Ty6epo3sHbiii cknepo3s (TC), nnu Ty6epo3HbIi KOMIIEKC — 3TO 3a60-
NneBaHue ¢ XxapaKTepHbiM nopakeHmem ramaptomamm LUHC, BHYTpeHHMX OpraHos,
KocTel, Co cneymouyeckum NopaxeHNem rnas u Koxu. Tun HacnefoBaHWA — ay-
TOCOMHO-AOMUHAHTHBIN €O 100%-1 NMEHEHTPAHTHOCTbIO N BapbupyloWen 3SKC-
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npeccusHocTbio. UHC nopaxaetca B 100% cnyuvaes. HTennekTyanbHoe pa3sutme
B 50% cnyuyaeB CHUXeHO. MpUcyTCTBYIOT NOBejeHYECKEe HapyLLIEHWA B BUAe ay-
TUCTUYECKN NOAOGHBIX PACCTPONCTB, TMNEPAKTUBHOCTU, HapyLieHui cHa. CumnTo-
MaTuyeckas anunencua Bctpevaetca y 92% nauveHToB B BUAe cuHapoma Becra,
cuHapoma JleHHokca - MacTo, okanbHOM anunencum.

Llenb nccnepgoBaHua: n3yuntb 0CO6EHHOCTN KNTNHUYECKUX NPOABNEHNIA Y Na-
LMeHTOB feTckoro Bo3pacta ¢ TC.

Marepuanbi u metogbl. B 4-m HeBponornyeckom (AeTckom) n 3-m Hepoxu-
pypruueckom (getckom) otgeneHuax PHIML HeBponorun n Herpoxupypruu 3a
nepuog ¢ 01.2013 no 02.2015 o6cnegoBaHo 9 NaLMeHTOB ¢ 6e3yCNOBHO YCTaHOB-
NeHHbIM AnarHo3om TC. CpegHuii Bo3pacT coctasun 11,7 roga, B rpynne npeob-
napanuv geBoYkm (6). inarHo3 OCHOBbLIBANCA Ha aHanu3e AaHHbIX KNNHUYECKOro oc-
MOTpa, 0pTanbMoNOrn4eckoro, anekTposHuedanorpadpuyeckoro obcnepoBaHus,
pe3ynbTaToB HEMPOBU3yanu3aLun 1 ynbTpasByKOBOrO MCCNeA0BaHNA BHYTPEHHUX
OPraHOB U BbICTaB/IEH B COOTBETCTBUW C OOHOBNEHHBIMU ANArHOCTUYECKUMU KpU-
Tepuamn Ty6epo3Horo komnnekca (Tuberous Sclerosis Complex Diagnostic Criteria
Update: Recommendations of the 2012 International Tuberous Sclerosis Complex
Consensus Conference Hope Northrup MDa).

Pe3synbratbl U o6cyxpaeHue. YCTaHOBNIEHO, UTO KaXAbli NauyveHT umen 2
1 6onee 60nblINX NPU3HAKOB 13 OOHOBNEHHBIX AVUArHOCTUYECKUX KpuTepues TC:
B 100% cnlyyaeB runonUrMeHTHbIE MATHA B Konuuectee 6onblue 3 n 6onee 5 mm
B AvameTtpe n MP- n KT-npr3Hakn KOPTUKanbHbIX ANCNNa3niA ronoOBHOrO Mo3ra
B BuAe Ty6epoB u pagunanbHbiX MUTPALMOHHBIX IMHUIA B 6€N10M BeLLecTBe; aHrm-
odpnbpombl NMLA Y 5 NALMEHTOB; aHIMOMUOUMOMbI NOYEK B 3 CNy4Yanx, MHOXe-
CTBEHHbIE raMapTOMbl CETYATKW Y 2 NALMEHTOB, Cy63NeHANMAnbHbIE rMMraHToKne-
TOYHbIE acTPOLUTOMBI B 2 HabntogeHnsAX. Y 9 nauneHToB bbina AuarHOCTUpOBaHa
CUMNTOMaTUYECKasA IMUNENCUA C HaNUYMeM NapLUmanbHbIX U BTOPUYHO-TeHepanu-
30BaHHbIX NPUNALKOB, U3 HUX Y 2 — Ha CTaAMU 6e3MeaNKaMEHTO3HOW PeEMUCCUN.
KorHutuBHoe CHUXeHWe 1 NoBefeHYecKme HapyLieHUA oTMeYeHbl y 6 geTei. He-
BpoONornyecku geguuut B Buae mexxbaaepHoi odtanbmonierny, KoopanHaTop-
HbIX HapYLLEHWIA BbIABNEH Y 3 NaLMEHTOB, y AEBOYKM 5 IET UMEN MECTO BblpaXKeH-
HbI CNacTU4ecKkuin TeTpanapes.

3aknioueHue. Hanbonee yacto BcTpeyarowmmmca npmsHakamm TC y nauyuven-
TOB AETCKOro Bo3pacTa bbiin: cumnToMaTtuueckas GokanbHaa anunencus, rmno-
MUTMEHTHbIE NATHA U NPU3HAKU KOPTUKaNbHbIX AUCNNa3nin NpU HeMpoBU3yanusa-
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