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A27.30.060.000.01 I'enemuueckoe ucciedosanue Kposu 05 OUASHOCIMUKU CUHOPOMA AYMOCOMHO-0oMuHanmrou apmepuonamuu L{A/JTACHIT
(CADASIL)

I'enomnaraoctuka cuagpoma LIAJJACUIT (CADASIL) [TaToreHHBIX BApHAHTOB ITaroreHHBIX
B 9K30HAax 2-6 u 11 rena BapUaHTOB B K30HAX
NOTCH3 obnapysxeHo 2-6 u 11 rena
He OBLIO0 NOTCH3

o0OHapy>keHO He OBLIO
VY namuenra He 0OHapy»KEHO IATOTCHHBIX BAPUAHTOB B 9Kk30HaX 2-6 1 11 rena NOTCH3. OtcyTcTBHe reHeTHUECKUX adeppanuii B
9Kk30Hax 2-6 u 11 He uckmouaer auaruo3 [JAJACHIL.
LepebpanpHasi ayTOCOMHO-TOMUHAHTHAs apTEPHONATHS C CyOKOPTHKAIBHBIMU HH(MapKTaMu U JeiikosHuedanonatueit (LIAJJACUIT)
MpeJCTaBiIsIeT co00 HanboIee YacTyI0 MIPUYMHY HACJIEICTBEHHBIX HHCYJIBTOB U COCYIHCTON JEMEHIUH Y B3POCIBIX.
Otuonornueckoit mpuunHoi pa3sutust LIAJJACUJI sBisttotest myTarmu B reie NOTCH3, kogupyromero tTpancMeMeOpaHHbIH
peLenTop, y4acTBYIOIHUI B KOHTPOJIE KJIETOYHOTO UKJIA U PACIIOIAraloMIUiCs Ha IIOBEPXHOCTH INIaJKHX MBIIII] COCYJHCTON CTEHKH.
JlauHbIiT OeOK COAEPKUT 34 TOMEHa PeLenTopa dMUASPMATBHOTO (hakTopa POCTa, KaXK/IbIi U3 KOTOPBIX COACPIKHUT 6 OCTATKOB
uucrenHa. B 95% ciyuasx myrauuu B rene NOTCH3 BbI3bIBatOT NOSIBICHHE HEYETHOIO KOJIMYECTBA OCTATKOB LIUCTEUHA B MpEeax
BHEKJIETOYHOTO JIOMEHA PELENTOpa dMUIEPMaIBLHOTO (akTopa pocta. OcTanbHbIe MyTalllH HE 3aTPAaruBalOT IUCTEUHOBBIC OCTATKU U
SIBISIIOTCS. ACNEUMAMH Wik aymiukarmsamu. Y 90% nauuentos ¢ LIAJTACHJT MmyTanny BO3HUKAIOT BO 2-6 9K30HAX U KJIACTEPU3YIOTCS
B 9K30HaX 3-4. XapakrepubiMu cumnromamu mpu LIAJJACHUJT sBistioTCS METPEHO3HOMOAO0OHBIE OOJIH € aypoii 1 MUTPEHH 0e3 aypel,
TPaH3UTOPHBIE HIIEMUYECKUE aTAKU MOJKOPKOBBIX PETHOHOB OJIOBHOI'O MO3Ta, KOTHUTHBHEIE HAPYIICHHS, IEMEHIIHS, JTaKyHapHbIe
nmeMudeckue HHCYnbThl. Kimmanaeckue nposiBinenus 1{ATACIHII oueHb TeTepOreHHBI U MOTYT BCTPEUaThCsl KaK H30IUPOBAHHO, TaK U
B COBOKYIHOCTH C OCTaJbHBIMH. [Ipy MarHUTHO-PE30HAHCHOM MCCIIeJOBaHUH rosioBHOTro Mosra st LIAJIACUJT xapaktepHb
JaKyHapHbIe HHCYIbTHI, JISHKOHIIE(ATONaT s 1 Jiekoapeo3 B 00JaCTH BUCOUYHBIX [OJIeH U MIEPHUBEHTPHKYJIApHO. YacTo
PACIIOTIOKEHHE COCYIUCTBIX 09aroB MOXKET HIMHTHPOBATh XapaKTEPHYIO JIOKATH3AIHUIO 09aroB IIPU PACCESTHHOM CKIIEPO3e, YTO
3HAUHUTEIHHO YCIOXKHIET AU(depeHIHaNbHbIN qUarno3 AaHHbIX nanueHToB. IIAJIACUII npeacraBiseT coboil reHeTHIeCKOe
3a00JIeBaHNe C ayTOCOMHO-IOMHHAHTHBIM TUIIOM HACNIEIOBAHUA, HO3TOMY y MAIIUEHTOB C IOATBEPKACHHOH TeHETHIECKOH
abepparueii B rede NOTCH3 cymectByet puck 50% nepeaaun MyTaHTHOHN ajlied CIEAYyIOIEMY TTIOKOJIEHHUIO.
PasBepHyTOe 3aKimoueHne B cooTBeTcTBUH ¢ pekoMeHmanusiMia HGVS u EMGQN MoxxeT OBITh BBICIAaHO 110 3a1pocy.
IIpencraBneHHble JaHHBIE X HHTEPIIPETAIUS Pe3yJIbTaTOB COOTBETCTBYIOT pekoMeHaanusiM American College of Medical Genetics, a
taroke European Molecular Genetics Quality Network. HMcnonbzyemsie pedepeHcHble nocienoBarensHoctd - NM_000435.3.
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IMeuatn OpraHusanuu

Baxxno! ®opmar pesyibTaTa UCC/ICI0BaHUs MOXKET OTIMYATHCS B 3aBUCHMOCTH OT 110J1a, BO3PAcTa M PErMOHa BHIOJHEHHUS. JIuer Ne 1 u3 1
HuTepnperaius pe3yabTaToB He SIBJIACTCS AMArHO30M, 3aKJIIOYEHHUE 110 Pe3yJIbTaTaM JAHHOTO MCCIIEI0BAHMS JaeT Jeyalluii Bpay.



