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AHAJIN3 KIMHNUYECKOI'O CJOYYASA HAHUEHTA C CHHAPOMOM IHAJACHJI

Beeoenue

HAJACWI-cunapom (anmt. CADASIL) — sTo nepebGpaibpHas ayTOCOMHO-JTOMHUHAHTHAS
apTepuonarus ¢ cyOKOpTUKaJIbHBIMU HHpapKTaMu U JeiikosHIedanonatieil. Boznukaer npu
myTanuu B rene NOTCH-3, pacnionoxxeHHOM Ha 19 XpoMocome, KoaupyeT TpaHCMEMOpPaHHbBIS
PEeLEenTophl U UTPaeT BaXKHYIO poib B ((OPMUPOBAHUHU MBIILIEYHOTO ci10s aptepuil. bonee 95%
CIIy4aeB MPUXOJUTCS HA MUCCEHC-MYTAIlUH, IIPU KOTOPHIX MPOUCXOAUT TOUEYHAs 3aMeHa OJI-
HOTO OCHOBaHMSI B KOJIOHE reHa. B pesynbrare 3T0ro B CTpyKType Oenka MosBIsSeTCs Apyras
aMUHOKHCIIOTA, HapyIIaoIIasi MPOCTPAHCTBEHHYIO CTPYKTYPY U (DYHKIIMH TpaHCMEMOPaHHOTO
nporteuHa. [lepenaercs Mo ayTocOMHO-TOMHUHAHTHOMY MEXaHU3MY, YaCTOTA BCTPEYAEMOCTH OT
2 no 8 na 100000 nacenenwms. IlyckoBeiM pakTopom 3a00JIeBaHUS BBICTYMAIOT TEHETHUYECKU
00yCIIOBJICHHBIC U3MEHEHHsI B CTeHKaxX aprepuil. [IpoucxoauT ytommeHnue cpeaHeir 000104-
KM MEJIKMX COCY/IOB, CIIPOBOIIMpOBaHHOE (priOpo3HO# mpomdepanreit 6a3aabHOH MEMOpPaHbI
U OTJIOKEHUEM TPaHYJISPHBIX BKIIOUeHUN. Takue MOpQOIOrHuecKue W3MEHEHHUS BBI3BIBAIOT
CYXEHHE COCYIMCTOrO MpocBeTa U runonepdysuto Tkane. [lopakarorcs mpenMyIiecTBEHHO
nepedpabHbIE apTePUH, KOTOPhIE KPOBOCHAOKAIOT OEJI0e BEIIECTBO TOJIOBHOTO Mo3ra. Cocy-
JUCTasi TATOJIOTHsI COTPOBOXKIAETCS MOpaKeHUEM remarosHuedanuyeckoro 6apbepa, MOBbI-
IICHHBIM PUCKOM OTeKa Mo3ra. HapyiieHus: KpoBOTOKa Take MPUBOIAT K BIOPOCY 3HIIOTE-
JIMHA, KOTOPbIX ycuiauBaeT Ba3okoHCTpukini. Cunapom LAJJACHUII nposiBiseTCss MUTPEHBIO
YU MUTPEHENOJOOHBIMHU TOJIOBHBIMU OOJISIMU, MOBTOPHBIMU JaKyHapHBIMU MHCYJIBTaMHU, MPO-
rpeccupyloieit cocyaucro aemennueit. narnocruka skiodaet KT u MPT ronosHoro mosra
JUTSI BBISIBJICHUST KOMOMHAIIMH HEOOIBIIINX JaKyHApPHBIX HH(APKTOB B OEIIOM BEIIECTBE OOIBIINX
nosymapuii 1 Mmocta ¢ Au¢Gy3HbIMU H3MEHEHUSMH O€JIOT0 BEIIeCTBA MO THITY JIeiiKoapeosa,
aHanu3 Ha myTaiuu NOTCH-3 — «3010T0l cTaHAapT» NOATBEPAKIACHUS AUArHO3a, UCCIIEI0BA-
HUE KOKHBIX OMONTATOB Ha HAJIMYKE IPaHYISIPHBIX 0CMOMUIBHBIX BKIIOUEHHUH BOM3H TI1aIKO-
MBIIIEYHBIX KJIETOK MEJIKHX apTepuid AJsi TOCTOBEPHOIO MOATBEPKIEHUS TUarHosa. Jleuenue
HaIpaBJI€HO Ha KYNMHUPOBAHHE OCHOBHBIX CUMIITOMOB: MPOTHBOMHUIPEHO3HAS TEPAIUs, IPUeM
HOOTPOIOB M Ba30aKTUBHBIX CPEJICTB, HOPMAJIU3ALIUS AIMOIIMOHATIBLHOIO cocTosiHus [ 1-3].

[To cratuctuke, CHHAPOM MEMNJIEHHO, HO HEYKJIOHHO mporpeccupyetT. CpeaHuid Bo3pact
MEepPBOTO MHCYNbTa cocTaBiseT S0—52 roga, HECTOCOOHOCTh K CaAMOCTOSITEIbHOMY TI€PEIBHU-
»keHuto Bo3HUKaeT cnycTs 8—10 net. Kenmunsl ¢ cuaapomom CADASIL ymuparoT B cpegneM
B 70 net, My>k4uHbI — B 65 j1eT. CKOpOCTh pa3BUTHUS MATOJIOTUH U TAKECTh HAPYIICHUSI HEBPO-
JIOTHYECKUX (YHKIMHA ONpeesieTcs] THIIOM MyTalliy, HAJIUYUEM COMYTCTBYIOIUX (HaKTOPOB
pucka. CBOEBpeMEHHOE JIEUEHHE MTO3BOJISIET OTCPOUUTH HEOIArONpPUATHBIE H3MEHEHUSI.

Ienw

JemoncTpanus u pazdop kiauHUUeckoro ciayyas cuaapoma LIAJTACHIL.

Mamepuan u memoowvl uccinedo8anus
Jns ananu3za kinHU4Yeckoro ciydas nanuenTa ¢ HAJJACWUJI cunapoMom UCTIONb30BaICs
apxuBHBII Marepuan Y3 «l'oMenbckast ropoackas KiinHndeckast oonbHua Ne 1». Marepuanom
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JUTSL MCCIIEIOBAHUS CTAJI0 KOHCYJIBTAaTUBHOE 3aKJIIOUeHHEe Bpada-HeBposora. O6paboTka maH-
HBIX OCYIIECTBIISUIACH C UCTOIb30BaHnueM Microsoft Word 2021.

Pe3ynomamul uccnedosanus u ux oocyyicoenue

[Tanmentka B., 46 net, 04.06.2022 nocTynuiia B HEBPOJIOTHYECKOE OTAeIeHHE [omerb-
CKOM TOpOACKON KIMHUYEeCKoU OonbpHUITBI No 1 ¢ sxanmobamu Ha 00111yI0 cl1ab0CTh, TOJIOBOKPY-
YKEHHE, TOLIHOTY, PBOTY.

B anammuese, runeprpodudeckast KapIuOMHUOIIATH, CO CJIOB MAIMEHTKH, MOATBEPKICHA
resernueckn B PHIIL] kapauonorum, capkonaos3, CEHCOHEBpaAJbHAS TYTOYXOCThb JIEBOIO yXa,
nepUOINYIEeCKUE TOJOBHBIC O0n, raiiMopuT (2021). ¥V oTia ObUTH TOBTOPHBIC OCTPBIC HAPYIIIE-
HUSI MO3TOBOTO KpOBOOOpareHus (0KoJo 5), OT 4ero u ymep.

B neBponornueckoMm craryce: B sicHom coznannu. KorautuBHbIE QyHKIIMH O3 MaToio-
run. PedeBbIX HapymieHuil HeT. Pedrekchl opaabHOTO aBTOMAaTH3Ma OTPULATEIBHBIE C JBYX
cTopoH. 3pauku D=S, 3 mMm. [lonBUKHOCTH IM1a3HBIX sI0JIOK B MOJIHOM 00beMe. UyBCTBUTEID-
HBIX PACCTPOWCTB HA JIMIIE HE BBISBICHO, TOUKU BBIXOAA TPOMHUYHOIO HEpBa 0€300JI€3HEHHBI.
JIuo cummerpuyHo. Ciyx U BecTHOYIsIpHAs QyHKIHMS HE H3MEHEHBI. Msirkoe He0O MOIBHXK-
HO, CHMMETpHYHO (oHMpYeT. [T10TaHne TBepAOH 1 KUAKON NUIIK cBOOOAHOE. f3BIK IO cpen-
Hell muHuu. [1yOokue pediekcsl ¢ pyK U HOT 0€3 YETKOM pa3HUIbl CTOPOH, OKUBJIEHBI C HOT.
CunoBbIx nape3oB HeT. Mblieunblil Tonyc D=S, He uzmeneH. [laronornyecknux nupaMuHbIX
pedexcoB HeT. [loBepXxHOCTHAS U TITyOOKast 4yBCTBUTEIFHOCTh B HOPME. YMEPEHHAs aTaKCHUs
xo11b0b1. B o3e Pombepra nomarsiBaercs. [laronorunueckoil MbpIIIEYHON yTOMIIIEMOCTH U MU-
OTOHMYECKOM 3a7iepKKU HET. TpeMopa U Ipyrux SKCTpanupaMUJIHbIX HAPYIIEHUI HE BbISBIIE-
Ho. Hapymienue (pyHKIIMM Ta30BbIX OPraHOB OTpULIAeT. MEHUHI€aIbHBIX 3HAKOB HET.

HeBpostorom ObL1 BBICTABIICH TMArHO3 JIEWKOIHIE(BATONaThs HEYTOYHEHHOTO TeHe3a (BO3-
MOXHO MHUKPOKapIH0IMOOINYEcKas) ¢ YMEPEHHBIM BECTHOYIO0-aTAKTUYECKHUM CHHIPOMOM,
nexomrencamus. Bepositasiii cuaapom HAJJACUIL

[t monTBepkAeHUs 1MarHo3a OblIM Ha3HAYEHb! CleyrolIne 00cae10BaHus:

— OuorcHs KOXKHO-MBIILIEYHOTO JIOCKYTa C OIpPENEICHUEM TPaHYJISPHBIX 0CMOQUIbHBIX
BKIIIOUeHU. [ eHeTnueckoe uccnenoBanue Ha myrtanuio rena NOTCH-3.

Buvigoowt

Takum 00pa3oM, Ha OCHOBE JAHHBIX KIMHHYECKOTO CIIydasi, IEPUOJUUECKUE TOJIOBHBIE
0011, HACNEICTBEHHBIN (haKTOP Pa3BUTHUS COCYAMCTBIX MAaTOJOTHM, FEHETHUYECKH IMOJITBEPXK-
NEHHAsI KapAMOMUONIATHS U BO3PACT MALIUEHTKH, MOTYT CBUJETENILCTBOBATH O Hanmnuuu LA JIA-
CWIJI cunapoma. J{11st OKOHUATETHHOTO MTOATBEPKACHHUS AUArHO3a HEOOXO0IUMO B3sITHE OMOTICUU
KOYKHO-MBIIIIEYHOTI'0 JIOCKYTa, FeHeTU4YeCKoe nccienoBanue Myranuu resa NOTCH-3.

B Buay Hamuuusi reHeTHUYECKOro (hakropa pa3BUTHS CHHIPOMA IMALMEHTHI BBIHYKICHBI
[I0JIy4yaTh CUMIITOMAaTHYECKYI0 U NMATOI€HETUYECKYI0 TEpaluio, YTO BKJIIOYAET NPUMEHEHUE
HIIBC s kynupoBaHHe OOJEBBIX CUMIITOMOB; HOOTPOIIOB, BA30AKTUBHBIX BEUIECTB U KOM-
TUIEKCa BUTAMMHOB JUISI YYYIIEHHSI MO3TOBOTO KPOBOOOpAILICHHS.
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