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B cTaTbe npuBeaeHo onucaHve KIIMHUYECKOro cryyanA NaumMeHTKu ¢ LepebpasibHoN ayTOCOMHO-A0OMUHAHTHON apTepuonaTueit ¢ NoAKOPKOBbIMU MH(apKTa-
MK 1 nerkoaHuedanonatuen (cerebral autosomal dominant arteriopathy with subcortical infarcts and leukoencephalopathy — CADASIL). MNpousseneH aHanua
Hay4HOW nnTepaTypbl U AaHbl KpaTkue NpeacTaBieHna 06 9TMONOrUKW, KINHKKE 1 natoreHese AaHHoro 3a6onesannA. CADASIL y xeHLWwWHbI 56 neT B AaH-
HOM KJIMHNYECKOM Cryyae BepucthnLMpOBaH C MOMOLLLIO MOSIEKYIAPHO-FreHeTUYEeCKoro nccnenoBaHnA. CNOXHOCTb ANArHOCTUKM 3aknioyaeTcA B OQHOTUN-
HOCTU KIMHUYECKNX NPOABNEHNIA 3abonesaHnin B rpynne 6oneaHen manbix cocynos. C yeennyennem nHgopmmuposaHHocT o0 CADASIL 6yayT yTouHATLCA
AaHHble O pacnpoOCTPAHEHHOCTUN 1 TeYeHUM 3aboneBaHnA, YTO NO3BONUT BbipaboTaTb 60/1ee paumoHanbHble METOAbI BbIABNEHUA AAHHOW KaTeropun 60nb-
HbIX 13 06LLen rpynnbl NenkoaHuedanonaTni.
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Abstract

The article presents a clinical case of a female patient with cerebral autosomal dominant arteriopathy with subcortical infarcts and leukoencephalopathy
(CADASIL). A literature analysis results and information on etiology, clinical presentation and pathogenesis of the disease are given. In our clinical case
CADASIL in a 56 year old woman was verified with molecular genetic testing. The diagnostic challanges are in simularity of clinical manifestations in small ves-
sel disease group. With increase of CADASIL awareness data on its prevalence and disease course will be specified thal will allow development of more ratio-

nal methods for detection of these patients from the leucoencephalopathies group.
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epeOpa/ibHas ayTOCOMHO-OMUHAHTHAsA apTEPUOTIATHSA C

MIOAKOPKOBBIMM MH(APKTaMU 1 JIeliKosHIIedaTonaTue
(cerebral autosomal dominant arteriopathy with subcortical in-
farcts and leukoencephalopathy - CADASIL) npepcrasiser
€000 Hac/e[ICTBEHHOE, IPOrpeccupylolee CUCTEMHOE 3a00-
JIeBaHUe apTepMaTbHbIX COCY/I0B, XapaKTepu3yIolleecs Halu-
4yeM pelUAVBYPYIOLINX TOAKOPKOBBIX MH(APKTOB, MUTPEHM,
IPEVMYIIeCTBEHHO C aypoil, KOTHUTUBHBIMU U ICUXIYECKIMU
paccTpoiicTBaMy, a TaK)XXe MopakeHneM 6e/10ro BelecTBa ro-
JIOBHOTO MO3Ta.

Ha ceropHAMIHMII IeHb BO BCEM MUPE >KUBYT THICAYN ceMelt
¢ moarsepxeHHbIM CADASIL [1]. PacmpocTpaHeHHOCTD
Bappupyer oT 4 Ha 100 ThIC. 1O 1 Ha 10 THIC. B 3aBUCHMOCTH OT
Au3aliHa SMMAEMUOIOTMYEeCKIX UCCIeTOBAHNIT, a MaHN(DeCTH-
pyeT 006bIYHO Ha 3-7-M HeCATIIETHAX XIU3H [2, 3].

CADASIL BbispiBaercs myranyusamu B reie NOTCH3, koTo-
PBINl HAXO[IUTCSA HA KOPOTKOM II/Iede XPOMOCOMBI 19 1 Kopupy-
er 6enok penerrropa NOTCH3. Srot penienTop npeumyiie-
CTBEHHO 5KCIIPeCcCUpyeTcsl Ha KIeTKaX I/1aIkoi MyCKy/IaTyphl
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COCY/IOB U IIEPUILIATAX, T/i€ OH UIPAET BAKHYIO PO/Ib B UX CO-
speBanun u puddepeHnuposke. BcemencTBue MyTanuu
NOTCH3 nponcxoAauT HaKOIJIEeH)Ee TPAHYINPOBAHHOTO OC-
muo¢unpHoro marepuana (GOM) B I/1a/JKOMBINIEYHBIX K/I€T-
KaX COCYZIOB, YTO IIPUBOANT K MX IPOTPECCUPYIOLIEII lereHe-
panuu [4]. Hanmmane GOM MoXeT 6bITh IOATBEPXKIEHO PU
6uoncum Koxn [5].

HeueTHo€ 41CIIO IMCTENHOBBIX IOBTOPOB MPUBOANT K He-
npasunpHoMy nop6opy EGF-nogo6unoro nomena (EGF - anu-
AepMajIbHBIIT (AKTOP POCTA), KOTOPBIIT IIPUBOAUT K yBeJIde-
Huio MynbTuMepusanun penentopa NOTCH3, BciencTBue
CynbpIrUApUIbHOI CIIMBKY, YTO, B KOHIe KOHIIOB, 00YC/IOB-
nusaet penorun 6onesHn. HecMorps Ha TO 4TO apTepuorma-
tust ipy CADASIL siB/isieTcs CUCTEeMHOI, HebOJIblIe MO3To-
BbIE U JIENTOMEHUHTeaIbHbIe apTepyu Harbosiee MoABePIKEHbI
matoreHHoMy BiMsHuIo [5]. IlopakeHHbIE apTepuu MMeET
YTOJIIEHHYIO CTEHKY, KOTOpasi IPUBOAUT K CTEHO3Y IIPOCBETa,
paspyLIEHUIO ITIaJKOMBIIIEYHBIX KJIETOK U 0OMINI0 BHEKIE-
TOYHBIX MAaTPUYHBIX 6enkoB. CreoBaTeNbHO, TPOUCXONUT
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ocnabeHne 1epebpoBaCKy/IAPHON PeaKTUBHOCTY, CHIDKEHIE
MO3rOBOTO KPOBOTOKA ¥ MeTab0/IM3Ma, YTO IPUBOANT K MIIle-
MUYeCKUM cOOBITHAM [6]. JJaHHBIE COCTOSIHMSA KOPPEIMPYIOT C
KOTHUTWUBHBIM JeUINTOM, JBUTaTe/IbHOI HETPYAOCIOCO6-
HOCTBIO, aTpodelt KOPbI 1 a0 TO30M HEelPOHOB [7].

OcHosuble knyanyeckue nposasnerns CADASIL Bkioyaror
MUTPEeHb, 0OBIYHO C aypoil, IOBTOPSIOLIECS HOLKOPKOBBIE
nieMndecKue NHPapKThL, IPOrpecCupyolue KOTHUTIBHbIE
U ICUXNYeCK/e HapyLeHN U [pyrye aTUIIMYHbIe IPOsBIe-
HuA (cM. Tabmuy) [1]. KnmmHndecknii [yarHo3 OATBep K AaeT-
st crienuUIecKNMI N3MEHEHSIMI Ha MarHUTHO-Pe30HaHC-
Hoit Tomorpadun (MPT) rorosroro mosra (oOmmpHsie Tu-
HepPUHTEHCUBHDIE YIaCTKY O€I0TO BellleCTBa B IEPUBEHTPUKY-
JISIPHOIL 06/1aCTH, HAPY)KHOI KaIICyJle, BEpXHel 106HOI U3BU-
JIVIHE U TIepeiHell YacTy BICOYHBIX OJIeN) U MAEeHTU UKL -
eir marorenHo myrauuu B reie NOTCH3. Ecnu He 06Hapy-
YKEHO MATOT€HHOI MyTaLUM 1In OOHAPY)KEH BapMaHT HeoIIpe-
JeNeHHOTO 3HAa4eHN:A, TO HeobXonuma OMOICUA KOXU /I
MOATBEP>KIE€HMA KIMHNYIECKOTO IMarHosa.

IpuBopum knuHMdeckuii cryyan nanuentku ¢ CADASIL, y
KOTOPOI1 OblIa BbIABIEeHa MyTalys B reHe NOTCH3.

Bonpnas K., 56 j1eT, mocTymnmia B CTaMoHap ¢ xxanobamu Ha
OCTpYI0 CabOCTh B /IEBBIX KOHEYHOCTSIX, HEBO3MOXXHOCTD Ca-
MOCTOSATE/IbHOI XObObI, CHVIKEH)E IaMATU Ha TeKyliue Co-
OBbITISA, SMOLMOHAIBHYIO Ta0buIbHOCTD. Hacrosmee yxyare-
Hite 3a60/1eBaHNs TPOM3OLIIO B IeHb TOCIIMTA/IN3AINY, KOT/ia
OCTPO BO3HUKIIN BbIIIeyKasaHHbIE >Ka/I0OBI. 3a MeUIIMHCKOI
IIOMOIIbI0 He 00palljaach, K Be4epy COCTOSIHME YXYAIINIOCD,
BBUJY 4ero rocuTann3upoBaHa B craguonap. IIpy MP-uc-
C/IelOBAaHUU TOJTOBHOTO MO3Ta OBbIIV BBIABICHBI HEOOMbIIINE
ovary MIeMNYecKUX U3MeHEHMII BellleCTBa TOJTOBHOTO MO3Ta
B OCTPOI cTapguy B 6acceriHe KOHEYHBIX BETBEI IPABOIL I JIe-
BOI1 IIepeJHIX, LIeHTPa/JIbHbIX BE€TBEI IIPaBOIl IlepeJHell MO3-
rOBbIX aprepuii, 6e3 mepupoKanbHOro oTeKa 1 06BEMHOTO
BO3/IeJICTBYA Ha IpUIeXKallye CTPYKTYpPbI C IIPM3HAKaMM OCT-
poro mpoiiecca. B 6e1oM BeliecTBe IPeNMYILeCTBEHHO MO/ -
KOPKOBBIX CTPYKTYP TOJIOBHOTO MO3Ta IIePUBEHTPUKYIAPHO, B
ob6macty 6asabHBIX sAep, CTBOIE MO3Ta, MO3XKeUKe BU3YasIn-
3MPOBAINICh MHOXKECTBEHHbIE OYary MOBBIIIEHHOTO, I'UIep-
MHTEHCUBHOTO CUTHA/Ia PAa3/IMYHOI POPMBI M Pa3MepOB C TeH-
IeHLMell K 30HaIbHOMY CIMAHUI0 6e3 meprdOoKanTbHOrO OTeKa
U 00BEMHOTO BO3JEMCTBMsI Ha IpUIeXalue CTPYKTYpbI.
3Ha4yMTe/IbHbIE IPOABIEHNS JIeJIKOapeosa.

/3 aHamMHe3a, CO CJIOB ChIHA MALMEHTKY, M3BECTHO, 4TO 00JIb-
Has CTpafiaeT apTepUaIbHON TUIIEPTEH3MEN B TeYeHMe KaK MU-
HUMYM 3 Mec. MaKcuMabHbIe UG Pl apTepPUATbHOTO JaByIe-
Hus (A]l) - 150/90 MM pr. cT., agantypoBana K 120/80 MM pr. CT.
OJIHaKO JOCTOBEPHO OLIEHUTDb TeYeHIe TUIIePTOHNYEeCKOI 60-
JIe3HU B aHAMHe3e He IIPeCTaB/Is/IOCh BO3MOKHBIM BBUTY KOT-
HUTVBHbIX HapylIeHuit y 60/mpHoiL. B Bo3pacre 40 n 50 rer me-
peHec/Ia MOBTOPHBIE MH(APKTHI TOJIOBHOTO MO3ra B HacceriHe
JIEBOJI Cpe[JHEN MO3IOBOJ apTePNN, C XOPOLIMM BOCCTaHOBIIE-
HueM. Co ClI0B POICTBEHHUKOB Ha poTshKeHun 10 et mocre-
IIEHHO HAapacTalT KOTHUTUBHBIE HapyleHys. COOp ceMertHOro
aHaMHe3 ObUI 3aTPyAHEH U3-3a OTCYTCTBUS MH(DOPMALUN O
POZICTBEHHBIX CBA3AX.

OO6BeKTUBHO MY MOCTYIVIEHUI COCTOsIHME OOIBHOI paciie-
HIBAJIOCh KaK CpeJjHell CTelleHN TsKecTH. JIbIXaH1e aycKylb-
TaTUBHO Be3UKynApHoe. CepiedHble TOHDI IPUTTYLICHBI, PUT-
MuyHble. YacToTa cepyieuHbIX cokpamennit 70 yu/mun. AJl -
140/80 MM pT. cT. (63 medeHus).

B HEBpO/IOTMYECKOM CTaTyce: CO3HAHNeE ICHOE, B KOHTAKT
BCTyIajlla HeOXOTHO. IIpyu ocMoTpe OTMeYanoch CHUXKEHUE
KOHIIEHTPAL} BHMMAaHMS, HAa BOIPOCHI OTBEYa/ia OIHOCIOX-
HO, 6espIHUIMAaTHBHO. Ha MOMEHT ocMOTpa nMescs rpyoslit
KOTHUTUBHBII AeUIUT, 3aTPYHANACH OTBETUTD HA BOIIPOC:
«Kaxoit ceropHs rog, gata?», — MyTanach B MecTe IpeObIBaHNS.
MeHMHTreaTbHBIX 3HAKOB HE OTMeYanoch. I BIKeHM I71a3HbIX
SI67I0K B MOTHOM 0OBeMe, C1aboCTh KOHBepreHuuu. 1]eHT-
PpanbHbI apes NMIeBOro HepBa caeBa. Peub — fusapTpuyHas.
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TuUnNuyHble M aTUNUYHbIE KNUHNYeckue npoasneHnAa CADASIL [1]

MwurpeHb, npoaBnAtowan o6bIYHO C aypor, Kak NnepBblii
CUMMTOM Ha 3-M [eCATUNETUN XKN3HU

Peunamnsupytowme, cy6KopTUKasbHbIE ULEMUYECKUE
NpoABNEHNA (TPaH3UTOPHAA MeMMYeckan aTaka/viH-
hapKT rofloBHOro MO3ra) B 3pesioM Bo3pacTe

TunuyHble
nposBneHna

HapyLuieHue HacTpoeHua, anatva u Aenpeccua cpeam
NPOYUX NCUXNATPUYECKMX CUMITOMOB

MporpeccrBHOE CHUXXEHNE KOTHUTUBHbBIX (OYHKLNIA,
B OCOGEHHOCTU MpW BbIMOSIHEHWUN TOYHbIX 3a4aHui

Cynopo>kHble NPUCTYMbI B MAOW, HO YETKO onpeaeneH-
HOW rpynne nauneHToB

Wrpomanmna

PeLl,I/IJlVIBVIpyIOLLLI/Ie anunenTn4eckne npucTynbl

OpraHunyeckue wm3oppeHonofobHbIe NCUxo3bl

Hesponatna

CADASIL-koma

PaHHee Havano 3abonesaHuA

Mo3aoHee Havano 3aboneBaHnA

BvnonApHoe paccTpoincTeo
ATUNUYHbIE P P P

npoABfeHnA

BocnanutensHas peakumAa

OcTpblit BECTUOYNAPHBIA CUHAPOM

MoparkeHne CnnMHHOro mMoara

OcTpas MUrpeHb CO CyTaHHbIM CO3HaHMEM

Cnopa,umquKaﬂ remunnerndeckad MUrpeHb

[MocnepopoBble NCUXMYeEcKne paCCTpOVICTBa

MapKUHCOHN3M

PeLl.VILLVIBVIpy}OLLLaH TPaH3UTOpHaA rnobanbHaA aMmHe3na

[TonoxxutenpHblil pedrexc Mapunecky-Panosuya ¢ gByx
cropoH. [TonoxurensHblit pediekc BabuHckoro ¢ AByX cTo-
poH. LleHTpa/IbHBIIT IeBOCTOPOHHMII FeMuIIape3 o 4 6a/IoB.
IToBbIIIeHEe MBIIIETHOTO TOHYCA B PyKaX U HOTAX: CIpaBa —
6e3 maToJ0rMy, CieBa OTMEYasoCh IIOBBIIICHNE TOHYCA I10
I/IaCTUYeCKOMY Tuly. [71yboKue CyXOXXUIbHbIE pedieKChl
pesko nosbIiIeHsl cnesa (D<S) ¢ pacmmpenuem pedriexcores-
HbIX 30H. Heepxanne moun. KoopanHatopHsie IpoObI BbI-
IOJTHsIIA C AMHAMMYECKOIT atakcuelt ciesa. B mose Pombepra
BBIPa)KEHHas MIATKOCTb.

ITo pe3ynbraTaM ZOMOTHUTETLHBIX METOOB 00CIeIOBAHNA:
B 00111eM, 6MOXMMIYECKOM aHAIN3aX KPOBMU, KOAry/orpaMme
OTMedasoch HebOJIbIIOe YBeandeHre 00I[ero XomecrepuHa
5,64 MMonb/ 7, yBennuenue pubpuHoreHa — 4,55 r/71, ocTanb-
Hble NTOKa3aTe/My B HOpMe. DIeKTposHIiedanorpadus: JaHHbIX
0 MAPOKCU3MAIbHBIX (OPMaX aKTUBHOCTH, (POKATLHOM 3aMefi-
JIeHUJ KOPKOBOJ PUTMMKI He BbIAB/ICHO. JJyIIeKCHOe CKaH!-
poBaHme OpaxmoredaabHbIX apTepuil: TeMOJUHAMUYIECKU
3HAYMMBbIX CTEHO30B He BBIABJIEHO.

ITo pesynbratam MPT romosHOTro Mo3ra (cM. pUCYHOK): B
NIPpaBOM U IEBOM CEMMOBAIbHBIX IIeHTpax pasMepamn 5,3x3,9
1 7,3%6,4 MM COOTBETCTBEHHO, B IIPaBOIl TOOHOIT OJTe TIepu-
BEHTPUKY/IAPHO y IIepeJiHero pora 60KOBOTO XKely/j0uKa pas-
MepaMI 10 5 MM B jUaMeTpe BU3YaTU3UPYIOTCS OYaru moBbl-
meHHoro Ha T2-BJl MP-curnana okpyrnoit ¢popmer 6e3 mepu-
(hoKaIbHOTO OTeKa U 00'beMHOTO BO3/IEIICTBIA Ha IPIUJIeXa-
I[ye CTPYKTYPBI C IPM3HAKaMy OCTPOro Ipouecca Ha DWIL
B 6GetoM BeljecTBe, IPEUMYIECTBEHHO IOJKOPKOBBIX CTPYK-
TYp TOJIOBHOTO MO3I4, [IEPUBEHTPUKY/SAPHO, B 0bmacTu 6a-
3a/IbHBIX AJep, CTBOJIE MO3Ta, MO3)Ke4Ke BU3YaTU3UpPYHTCA
MHO>KeCTBEHHbIE OYary IOBBIIIEHHOTO, ITUIEPYHTEHCUBHOTO
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MPT ronoBHoro mosra y nauneHTku ¢ CADASIL: a — puddy3sHble ru-
NMePUHTEHCVBHbIE U3MEHEHVA 6enoro BellecTBa B NEPUBEHTPUKYIAP-
HbIX OoTAenax 60MblINX NOMyLWapWiA roOSIOBHOMO MO3ra — nerikoapeos
(6enble cTpenku). Pexxkum T2-BU; 6 — B npaBoi nobHol gone oyar no-
BbllweHHoro MP-curHana, 6e3 npudokanbHoro oteka (6enbie cTpenku).
Pexxum T2-BU; B, r — MHOXXeCTBEHHbIe o4arn B 6e/10m BelecTBe ronos-

HOro MO3ra CoCyAMCTOro M NlakyHapHOro xapakTepa B pamkax aucump-
KyNATOPHOM aHuedanonatum Ha hoHe NePUBEHTPUKYNAPHON hOpMbl
nevikosHuedanonatum (6enbie ctpenkn). Pexxnm FLAIR.

Ha T2-BVY MP-curnana pasnu4aoit GopMbl ¥ pasMepoOB OT
2 MM B imaMeTpe 10 9,9%x9,9x5,3 MM ¢ TeHJjeHI/ell K 30HaNb-
HOMY CTIMAHMIO 6e3 repn(OKaTbHOTO OTeKa ¥ 00 EMHOTO BO3-
MeiiCTBUA Ha IpUIeXKalle CTPYKTYPbl. 3Ha4UTe/IbHbIE NIPO-
ABJIEHNUS JIefiIKoapeo3a. BOKoBbIE XelmyToYKN yMEPEHHO pac-
HIMpeHsl, popMa UX coxpaHeHa, acuMMeTpudHbl R>L. Tpernit
JKelyfo4deK pacmuped o 7,9 mMm. IIpusHakoB HapyuieHus
JTMKBOPOOTTOKA U IIOBbIIEHNS BHYTPUYEPEITHOTO JaB/IeHUs
He BpLABIeHO. CybapaxHOMjaTbHOE IPOCTPAHCTBO TOIOBHOTO
Mosra He pacummpeHo. CybapaxHOUaTbHOE HPOCTPAHCTBO
MO3)Ke4Ka yMepeHHO pacumipeHo. KoHBekcuTaabHbIe 60p0O3-
bl TOIOBHOTO MO3Ta ¥ MO3)K€YKa IOJYEPKHYTHI, MECTAMU
YMEPEHHO PACIIMPEHBI.

3aknroyeHue

MP-kapTrHa He6OMBIINX OYATOB UIIEMUIECKIX U3MEHE-
HMII BeIjeCTBa TOJIOBHOTO MO3Ta B OCTPOJI cTajgyu B 6accerine
KOHEYHBIX BETBEIl IIPABOIl I /IeBOI MePeJHMX, [IeHTPaTbHbIX
BeTBEl IIPaBOIl IepeJjHell MO3TOBBIX apTepuil. MHOXKecTBeH-
Hble 04ary B 6eI0M BellecTBe TOI0OBHOTO MO3Ta COCYIVICTOTO
U TAaKyHapHOTO XapaKTepa B PaMKaxX AMUCIMPKYIATOPHOI 9H-
nedanomnatuy Ha GpoHe MEePUBEHTPUKYIAPHOI HOPMBI JTeit-
KoaHLedanonaTnu. JlaTepoBeHTPUKY/ISAPHASA aCUMMETPUS.
HavanbHble MpOsABIEHNs CMEIIAHHON COOOLIAIONLEICs TU -
pouedanun.

MonekynsapHO-TeHeTU4eCKOe CCIelOBaHNe: B Pe3y/IbTaTe
aHanM3a B 9K30He 4 BpiABNeHa MyTauus R182C (npusops-
mas K PaiiKaJbHOI 3aMeHe apIMHMHA Ha LMCTeVH) B TeTe-
PO3UTOTHOM COCTOAHMMU. MeTOOM NPAMOTO aBTOMaTH4de-
CKOTO CEKBEHMPOBaHNsA IPOAHA/IM3MPOBaHbl 9K30HbI 3-6 Te-
Ha NOTCH3 (2K30HBI, B KOTOPBIX BBIAB/IAITCS IATONIOTMYe-
CKMe MyTallun).

Ha nepBoM ararne Hab/mofeHNA 3a 60IbHOI, C yIeTOM KIIN-
HIYeCKIX MCC/IeIOBAHNIL, JAHHBIX aHaMHe3a (Hanmu4aue y 60/1b-
HOJI TUIIEPTOHIYECKON 60/Ie3HM) 1 JAHHBIX HeIPOBU3ya/In3a-
LMY, HalMeHTKe OBbUI BBICTAB/ICH AMAarHO3: «IIPOrPeccUpyIo-
s CyOKOpTMKaNbHAA apTepUOCKIepoTHIecKas sHIedano-
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narus (6onesub BuHcBaHrepa)» B BUjle MUPAMUIHON HELOCTA-
TOYHOCTH, CUHpOMa KOTHUTUBHBIX HaPYLIEHMNII, TICEBIOOYIb-
0apHOTO 1 MO3)KEYKOBOTO CHHApOMOB. Hapyuienne ¢yHkiym
Ta30BbIX OPTAHOB 110 Hepu(epPUIeCKOMY TUIY B JAHHOM CIIy-
Yae He ABJIANOCH AMArHOCTUYeCK) 3HaunMbIM. Ho u3-3a mac-
CUBHOTO TIOpa>KeHNs1 6e/10ro BelllecTBa rOJIOBHOTO MO3Ta, OT-
HOCHUTETbHO HEOOIBIION BBIPAXXEHHOCTH apTePUaNbHOI T~
HepTOHMUM OBIIO IPUHATO pelleHMe O [00OcmefoBaHnu 60/b-
HOJI B BUJe MCCIeNOBAaHMA KPOBM Ha MyTalUuu B TeHe
NOTCHS3, rze 6bina BeisgBneHa MyTanusa R182C B rereposn-
TOTHOM cocTosiHuu. Takum 06pasom, 60/IbHOIT ObIT BHICTAB-
JIeH IMarHo3: iepebpaabHas ayTOCOMHO-JOMIHAHTHAA apTe-
pUONaTHA C MOAKOPKOBBIMM MH(apKTaMM 1 JeliKoaHIedano-
matueit (CADASIL).

ITo manHBIM MuTEpaTyphl, Ipu nogosperun Ha CADASIL B
CBSI3M C MOMUMOP(GU3MOM CHMIITOMOB 3a00/IeBaHMsI HA Ha-
YaJIbHOM 3Talle 11e7eCO00pasHO BKIYATh B KIMHUYECKUIL
AVMarHocTudyeckuit nuddepeHnManbHbIl PAJ: pacCcesTHHBIN
cknepos, CARASIL - ayrocoMHO-pellecCMBHAsA apTepuona-
THUS TOJIOBHOTO MO3Ta C IIOJKOPKOBBIMU MH(MAPKTAMU 1 JIei-
KoaHIeanonaTuelt, 60nesHb BuHCBaHTepa U IPyrie HACTIeS-
cTBeHHBIe NTetikoaHedanonarun: MELAS - MUTOXOHApHAb-
Hast 9HIle(aTOMIONATHUSA C IAKTATALNAO030M ¥ MHCY/IbTOIIO-
mo6HbIMU 3nM30Aamu, 60e3Hb Kpabbe, 60mesup Oabpu, Ha-
clencTBeHHas AuddysHas nelikosHIedanonaTis co chepou-
namu [8].

IIpn CADASIL 1o cpaBHEHMIO C pacCesIHHBIM CK/IEpO30M
XapaKTepHbI BolsABsAeMble HA MPT nsmeHeHMA B BUCOUHBIX
TOJLSIX, 3PUTE/IbHBII HEPB U CIIMHHOI MO3T OOBIYHO MHTAKTHBI,
a OJIMTOK/IOHA/IbHbIE AHTUTE/IA B CIIMHHOMO3TOBOJ SKUIKOCTI
OTCYTCTBYIOT. [ MTIepMHTEHCUBHbIE OYary MO30INCTOTO Tela
omucanbl Kak npu CADASIL, Tak 1 Ipu paccessTHHOM CKjiepose
[9]. B otnmnune or CARASIL npn CADASIL maundecrarus,
KaK IIPaBIJIO, IIPOMUCXOUT 11035Ke, MUTPEHD C aypoIl AB/IAeTCA
TUNMYHBIM IIPU3HAKOM, a Hac/efloBaHMe — ayTOCOMHO-TOMM-
HaHTHBIM [10]. Bonesup BuHcBanrepa passuBaercs Ha ¢poHe
BBIP)XEHHOI apTepUabHOI TUIIEPTOHNY 1 Yallle IPOABIAeT-
Cs1 BO BTOPOIJI IIOJIOBMHE >KM3HU. 3aK/ITI0YMTeNbHbIN JUaTHO3,
Kak ObIIO CKa3aHO, NIeHTUOUIMPYETCs HaTOTeHHO MyTalu-
et B rere NOTCH3.

HecMmoTps Ha OTCYTCTBUE STUOTPOIIHON Tepaluy, Cyle-
CTBYIOT ITaTOT€HETHYeCKIe OXO/bI K 00IIMpHOIL rpymite 60-
JIe3Hel MaJIbIX COCYZIOB. B HameM cimyyae Ha ¢poHe aHTHMATpe-
TaHTHOJ, TUTIOT€H3VBHOM, TUIIONUIINIEMIYECKOI, Ba30AKTB-
HOJI TepAINy COCTOsIHUE OOIbHOI HECKOIBKO YAYYIINIOCh B
BUJle YMEHbLIEHU IMHaMu4IecKol atakcuy. CI10XXHO CyIUTDb
MO eIMHNYHOMY CITy4alo, IPOV3O0III0 U yAydIleHNe B pe-
3y/IbTaTe IIPOBOAMMOI Tepaluy WIN K€ 3TO eCTeCTBEHHOe
TedeHue 3aboneBaHMA. TeM He MeHee Mbl CUMTAEeM OIpPaB/aH-
HBIM IIpUMeHeHMe (papMaKoTepanuy, Halle/IeHHOI Ha KOppeK-
LIMI0 SHJIOTENAIbHOMI nMC(byHKuMI/[, MIMeIoIell OCHOBHOM Ia-
TOT€HEeTUYeCKIIT MeXaHU3M ITOPAXKEHIS MaJIBIX COCYZIOB.

Ha ceroguammumit nenp CADASIL npusHan camoli pacpo-
CTpaHEeHHOII HacIeCTBEHHO IPMYMHON MHCYIbTOB U COCY-
AMCTBIX KOTHUTUBHBIX HAapyIIeHNIT Y B3pOC/IbIX. 3abo/meBaHme
MOXXeT MaHU(ECTUPOBATb Y>Ke B MOJIOJOM BO3PACTe, [/Ls1 HETrO
TaKXe XapakTepHa O6ojbinas (GeHOTUIIMYecKas Bapuadennb-
HOCTB 6e3 4eTKol KoppenAluy reaotuna u ¢penoruna. C yse-
nnyenneM nHdopmuposannoctu o CADASIL 6ygyT yrou-
HSITBCS JAHHBIE O PACIIPOCTPAHEHHOCTH I TedeHnu 3aboseBa-
HIIS, 9TO MO3BOJIUT BBIPAbOTaTh 60JIee palioHaIbHbIE METO-
JIbI BBLSIB/IEHNS JAaHHOIT KaTeropuy 60JIbHBIX 13 0011elt rpym-
IIBI JIETTKO9HIehaIOIaTIIL.
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