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AKTyanbHoOCTb

LlepebpanbHas ayTOCOMHO-AOMMHAHTHAA apTepumonatma C CybKOpTUKaNbHbIMM MHbApPKTamK U nelikosHuedanonatueli (CADASIL)
ABNAETCA HAaCNeACTBEHHbIM 3aboneBaHnem, obycioBneHHbIM myTaumelt reHa Notch 3 Ha 19 xpomocome, KOTOpoe AMArHOCTUPYeTCA nLb
Ha nosgHei ctagun. Mopdonornyeckum cybctpatom 3aboneBaHuna ABNAIOTCA AereHepauma W yTO/WEHUE NajKOMbILLEYHON 060104KM
MeJIKMX apTepuii MO3ra, MbILLL, U KOXKW, BeAdyLee K Cy>KeHUIo npocBeTa cocyaa. KnmHuyeckn 6onesHb Yacto febloTupyet ¢ MUIPEHO3HbIX
npuctynos B Bo3dpacte 20 net. [lo 40 neT, Kak npaBuno, oO6bEKTUBHAA KAMHWYECKAs CMMNTOMATMKa OTCYTCTBYET, O4HAKO MOryT ObiTb
BbIAIB/IEHbl XapaKTepHble MPU3HaAKKM AemuenuHusauum no aaHHbim MPT. OT 40 go 60 neT BO3HMKAOT MOBTOPHble MHPAPKTbI MO3ra,
TPaH3UTOPHbIE MWLIEMMUYECKME aTakW, MNCUXMYECKME PaCcCTPOMCTBA, KOTHUTUBHOE CHUMKEHWe, CTOWKaA o4varoBas HEeBPOJIOrMYecKas
CUMNTOMATUKA U GOPMUPYETCA BbIPAXKEHHBIN SIeiiKoapeos ¢ OBWMPHBIMU O4arammn B MOJIIOCAX BUCOYHBIX AoNel U 6a3anbHbIX raHrAnaX.
MNocne 60 net nporpeccupytoT rpybas gemeHums n anddysHasa nerikosHuedanonatTms.

OnucaHue KANHUYECKOTO cayyas

BonbHaa C., 42 net, obpatnnacb 3a KOHCyNbTauuen ¢ Kanobamm Ha MPUCTYNbl UHTEHCMBHOTO BECTMOYNAPHOTO FONOBOKPYKEHUA
4acToTOM 2 pa3a B rof, CONPOBOXKAALMECA TOWHOTOM U PBOTOM, NPOAO/IKUTENBHOCTBIO A0 2 — 3 CYTOK. bonbHa ¢ 32-neTHero Bo3pacTa. B
NPOMEXKYTKAX MeXAY MNPUCTYNnaMn COCTOAHWE yA0BNETBOPUTENbHOE. B tOHOCTM cTpafjana MWUIPEeHO3HbIMM MPUCTYNamu, ceivac OHWU
oTCyTCTBYIOT. HEOAHOKPATHO /Sleunsiacb NO NOBOAY FOJIOBOKPYXKEHUM, OAHAKO MX YAacTOTa M MHTEHCUBHOCTb OCTAOTCA NpeXHUMU. MaTb
naumeHTKM CTpagana ronosHbIMmM 6onamu, a ¢ 50-neTHero Bo3pacTa NepeHecsa HECKOIbKO MHCY/IbTONOA00HbIX 3NM30408 C NOCAEAYOWUM
bopmmrpoBaHMEM cnacTUYeCcKoro TeTpanapesa, NcesaobynbbapHOro cMHAPOMA, AeMeHUMKN. YMepaa OHa B Bo3pacTe 68 neT, nocnegHue 2 —
3 roga Haxoamnacb B COCTOAHUM ameHuuun. MNpu MPT y Hee BbifBAeHbl Npu3Hakn anddysHoM nenkoaHuedanonatmm. OKOHYATENbHbBIN
AMarHo3 6bin 0603HaueH Kak «nelikosHuedanut LUnnbaepar». Y Hawel NauMeHTKU KAMHUYECKU OnpeaenneTcs Nerkas Mo3Keykosas
CMMNTOMATUKA, MPU3HAKM KOTHUTUBHOIO CHUMKEHWMA OTCYTCTBYIOT. Kakux-nMbo comatuuyeckux 3abonesaHuit He BbianeHo. Mpu MPT
rONIOBHOTO MO3ra 06Hapy»KeHbl OBLWMpPHbIE CTPYKTYPHblE M3MEHEeHUA H6enoro BewecTBa B BUAE «MNATEH» B 060OUX NOMYyLWAPUAX U CTBONE
MO3ra, KOTopble MOTyT BbITb XapakTepHbl A1a CADASIL. Mpu reHeTUYECKOM MUCCNe0BaHMM BbisiB/ieHa XapakTepHas ana CADASIL myTauma B
Notch 3 reHe 19 xpomocombl. Ha OCHOBaHWW AaHHbIX O Pa3sBUTMM 3aboneBaHMA, aHAMHECTMYECKOM, HACc/NeACTBEHHOM U reHeTUYecKomn
MHPOpMauun, xapakTepHbix MPT-npusHakoB 6bin ycTaHoBAEH AmarHos: LiepebpanbHas ayTOCOMHO-AOMWMHAHTHasA apTepuonaTtMa ¢
CcyBKOpPTUKaNbHbIMU MHbAPKTamK U neikosHuedanonatmet (CADASIL).
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CNOMHOCTb AMArHOCTUKM CBA3aHa € cybKNMHUYeckum TedeHnem CADASIL go 40 net, Korga 6one3Hb BbiaBAsETCA cnydaiiHo. HecmoTps
Ha peAKocTb 3aboneBaHuA, cnefyet AymaTb O HAMYUM [A0BONALHO GONLLIONM TPYNMbl NALMEHTOB, Y KOTOPbIX 60/1€3Hb MackupyeTca nog,
Apyrue Hosonornyeckme Gopmsl.
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