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Pabora BbInosiHEHA Ha Oa3e MOJIEKY/IsIPHO-T€HETUIECKOH J1ad0opaTOpun H-oro HEBPOJIOruYe-
ckoro otrnesterus PI'BHY «Hayunwbrit nenTp neBposoruns

Bgenenune: Bosesub menkux cocymos rojioaoro mosra (BMC I'M) siBisiercst npudauHoii
npumMepao 25% wumeMmndeckux uHcyabToB n 45% ciydaes pemeniuu. Cpean reHeTHYECKN 00y-
cnosyierabix (popm BMC camoit gacToit siBsiercst miepedpasibHasi ayTOCOMHO-TOMUHAHTHAS ap-
Tepuonarus ¢ cyOKopTUKaJbHbIME HHMapKTamu u Jieiikosuedantonarueii (CADASIL), npu-
yuHa - myraius B reie NOTCHS [nl|. Tloxoxkee mo KJmHUYeCKON KapTuhe 3aboJieBaHue -
repedpaibHasl ayTOCOMHO-PEIECCUBHAST apTEPUOTIATHS C MOJKOPKOBBIMU HHMAPKTAMU U Jieii-
kosutedasonarueit (CARASIL), ayTocoMHO-perieccCuBHOE Hac/ieI0OBaHNE, IPUYNHA - MyTaIluK
B rene HTRAI, naubojee pacupocTpaHeHHbIe B a3MaTCKUX PermoHax. B HegaBHUX paboTax
onucanbl ciaydan BosHuKHOBeHHA BMC Oojiee jlerkoro TevueHus y MAIMEHTOB C T€TEPO3UTOT-
HBIM NATOreHHbIM BapuanToM B rede HTRA1 [n2]. Ilenbio HacTosiiei paboThl SIBUIACH OIIEHKA
JacTOThl BecTpedaemoctu myTaruii B rerax NOTCHS w HTRA1 B rpymne narmuentoB ¢ BMC
'M.

Mertoasr: B nacrosimeit pabore mposesien anasius 40 oopasnos JTHK namuentos (Myzkann
— 14, xenmun — 26, B Bo3pacre ot 28 10 65 ser), umerormue cumiarombl CADASIL. Tlo MP-
n3o00pakeHusM B coorBeTcTBUH ¢ IpoToKooM STRIVE B BeiOpanHoil rpyiie nanueHToB ObLIa
junarnocrupoBana BMC I'M. /s Beisienns waanaus CADASIL y obcieyeMbix manueHTos
IIPOBOJINJIOCH MOJIEKYJ/ISIPHO-TeHeTHIecKoe TecTupoBanue 2-23 sx30H08 rera N OTCHS (ob1actb
EGF-nioBTOopoB B cocraBe BHEKJIeTOUHOTO JoMeHa Oeka Notch3, acconmumpoBaHHOTO ¢ pa3Bu-
tuem CADASIL). /Tisa uckiouennst muarnoza CARASIL 66110 mpoBeieHO MOJIEKYJISIPHO-TeHe-
THYECKOe UCCIIeoBanune Kojupyioneit obaacru rena H TRA1 (1-9 9K30HOB).

PezyapraTer: V 10 O0JIbHBIX BBISBIEHBI 9 IMATOT€HHBIX MUCCEHC-MYTAIUi, MTPUBOISAIINX
K M3MEHEHUIO YHUC/Ia IUCTEMHOBBIX OCTATKOB, YTO MPUBOJUT K HAPYIICHUIO CTPYKTYPBI JTH-
CYIBMUITHBIX «MOCTUKOBY, CBSI3BIBAIONINX OCTATKM IUCTENHA MEXK/Iy COOOI, U J1ecTabuIn3upysi
TEM CAMBIM IIPOCTPAHCTBEHHYIO KOH(UTYPAIMIO SKCTPaIE/IIoIIpHOro joMena 6eyika Notchd.
Bce BbIsiBjIeHHbBIE MyTaIuu ObLIH JIOKaIU30BaHbl B 3-6 sk3onax rera NOTCHS: R90C, R141C,
C194G, C233Y, R207C, C174R, R169C, R332C, R182C (Bcrpeuasnach jBaxbi). B pesynbrare
ucciesnopanus rena HTRA1 narojiornieckux MyTallnii, OTBeTCTBEHHBIX 3a pa3sutue bMC I'M,
He HaiijeHo. ['eHeTnvecKUMEU HAXOJKAMU SBUJINCH HEIIATOT€HHBIE TOJUMOP(MU3MBI, a8 UMEHHO:
rs1049331, rs17624021, rs2672586, rs2272599, rs2293871.

Bakaouenue: B jgannom uccienoBanuu aHasm3 rema N OTCHS mo3posmi oOHApPYKUTh
myTanun y 25% manpenTos ¢ npeanoaoKuTeabubM auaraozom CADASIL npeumymecTsento B
4 sx3one. CARASIL sBiisiercst 60s1ee pejikoii renernydecku odycsoBieHHoi (popmoit BMC I'M,
ITO OBLIO TIOJTBEPK/IEHO OTCYTCTBUEM ITATOT€HHBIX MYTAIlUil B JAHHOM BBIOOPKE.
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