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Ty6epo3Hbiit cknepos (TC) — pegkoe HacneacTBeHHoe 3aboneBaHue U3 rpynnbl $akoMaTo308, KAUHU-
YecKkune NPOoAB/IEHUA KOTOPOro CBA3aHbl C 06pa3oBaHMem fo6pOoKaYeCcTBEHHbIX OMyX0Jiel (ramapTom) rosioBHO-
ro MO3ra, KO¥M, NoYek, CeTyaTKM rnasa u Apyrux opraHos. HeCMOTPA Ha OTHOCUTENbHYIO HAZEXKHOCTb KAUHU-
YeCKux KpuTepmes TyBEpO3HOro CKNEpPOo3a, B HEKOTOPbIX C/1y4asx MOCTaHOBKA AMArHO3a BbI3biBAeT 3aTpyaHe-
HWA. B YaCTHOCTH, PAL, CUMNTOMOB MOYKET OTCYTCTBOBATb Y Ma/leHbKMX AeTel, HO pa3BuTbCA B 6osee no3gHem
Bo3pacrte. AHK-anarHocTvka TC OCNOKHAETCA OTCYTCTBUEM KTOPAYMX TOUEK» MyTareHesa, a TaKKe CyLLecTBO-
BaHWem mo3aunumsma. MyTaumm B n3BecTHbIx reHax TC (TSC1, TSC2) yaaeTca BbiaBUTb ToAbKo Y 80-90% 60b-
HbIx [Lam et al, 2016], uTo, BO3MOKHO, YKa3bIBaeT Ha CYyLLECTBOBAHUE APYrMX FeHEeTUYECKUX AETEPMUHAHT 3TO-
ro 3abonesaHusa. CBegeHUa 0 MosiekynspHol anngemumonornm TC B Poccumn g0 HacToALLEro MOMEHTa OrpaHu-
YMBaANIUCL OTAENbHBIMM NyBAMKauuaMM [AHyC 1 coasT., 2013; lopodeesa u coasT., 2015]. Lienb nccneposaHus:
OLLEHKA YaCTOTbl U CNEKTPa reHeTUYECKUX NOBPEXKAEHUIN Yy poCcCUicKUX 6onbHbIX TC. MaTtepuanbl U meToabl:
o6pasubl JHK 61 nauyeHTa ¢ HeCOMHeHHbIMM (N = 53) MAK BO3MOXKHBIMM (N = 8) KAUHUYECKUMU NPU3HAKamMu
TC 6bl1¥ NPOAHANN3MPOBaAHbI HA HAaMYME MyTaLMIA B U3BECTHbIX reHax aToro 3abonesaHus (TSC1 u TSC2) no-
CPesCTBOM CeKBEHWPOBaHUA No C3Hrepy WM MHOMKECTBEHHOW AWra3o3aBUCMMOW amnauduKauum 30HA0B
(MLPA). Kpome Toro, o6pasupl 5 naumeHToB, y KOTOpbIX He 6blav BbiaaeHbl MyTaumm TSC1/2, nogsepranunco
MO/IHO3K30MHOMY CEKBEHMPOBaHMIO. PesynbTaTbl: MyTaumm TSC1/2 6bian HaliaeHbl y 53/61 nauuenTa (87%): us
HUX 39 (74%) 3aTparnsanu red TSC2 u 14 (26%) - TSC1. KpynHble reHHble NepecTponkn (aeneumm n aynamka-
MM 3K30HOB) 06HAPYKMUBANUC UCKOUUTENBHO B TSC2, cocTanan 15% Bcex NoBpexKAeHWii 3Toro reHa. MyTa-
umm TSC1/2 6binn HataeHsbl y 6 n3 8 (75%) 60bHbIX C HEAOCTaTOUHO Y6eANTEIbHBIMU KAMHUYECKUMM NPU3Ha-
Kamu. AHanu3 obpasLoB poauTesieit NaLuMeHTOB NOKasas, YTo nogasasaiouiee 60NbWUHCTBO reHETUYECKUX MO-
BPeXAeHU BO3HMKNO de novo. MauueHTbl 6e3 nAeHTUGULMPOBAHHBIX MyTaLMIt OTMYANUCL OT 6OAbHBIX C Ae-
dektammn TSC1/2: B YaCTHOCTH, 419 NEPBbIX XaPAKTEPHO OTCYTCTBME KOPTUKA/bHBIX TY6epoB v cybaneHaemanb-
HbIX y3/10B, HapAaay ¢ 6onee BbICOKOW Y4acTOTOW aHIMOMMOAMMOM MoYek, pabgomuom cepaua U numbaHrno-
neliommnomatosa. Mo/IHO9K30MHOEe CEKBEHMPOBAHWE He MNO3BOINO BbIABUTb HOBbIE BO3MOXHbIE FeHeTU4eckune
npuumnHbl 3a60neBaHnA y naumeHTos 6e3 mytaumit TSC1/TSC2. BbiBoA4: CNEKTP MyTaumil Y POCCUMCKMX NaumeH-
ToB ¢ TC oT/MYaeTcA HeKOTopbiM cBoeobpasnem. B yacTHOCTH, obpallaeT Ha ceba BHUMaHMe NOBbIWEHHAsA Yac-
TOTa KPYMHbIX NoBpexaeHnii reHa TSC2, a Takxke npeobnagaHne Cnopagnyeckmx CNy4yaeB Haf CemelHbIMU.
I'pynna nauneHToB 6e3 naeHTMPMLUMpPoBaHHbIX MyTaumii TSC1/TSC2 npeacrasnseT cobolt ocobyto rpynny B oT-
HOLUEHWUM KNMHUYeCKUX NpuaHakos TC. PaboTa noaaepkaHa rpaHTom PH®16-04-00159
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