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SUBKORTIKAL INFARKTLARLA VO LEYKOENSEFALOPATIYA iLO KECON
NADIR ANTOSOM-DOMINANT BEYIN ARTERIOPATIiYASI TOSADUFU
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CADASIL va ya subkortikal (qabigalti) infarktlarla va leykoensefalopativa ilo birgs kecon avtosom-
dominant tipli nadir beyin arteriopatiyasi — az rast golinan irsi mansali sindrom olub, miixtalif klinik
simptomlarla tozahiir edir, klinik monzorasinin qeyri-spesifikliyina gora atrafli miiayina talob edir. Bu
xastalik ham do beyin isemiyasinin va demensiyamin risk faktorlarindan biridir. CADASIL-in sababi 19-cu
xromosomda olan NOTCH3 geninin mutasiyasidtr.

Moqalada miialliflorin 54 yash qadinda ilk dofo askar etdiklori xastalik hagqinda malumat verilmisdir.
Magnit-resonans tomogqrafiya zamam beyin yarimkiiralorinin har ikisinda asasan periventrikulyar sahada va
subkortikal saviyyads bir-birina sirayat edon ¢oxsayli patoloji MP-signallar, T 2 rejimda vo FLAIR-rejimdo
hiperintensiv MP-signallar miisahido edilmisdir. Digqatlo toplanan anamnez va darin neyrovizuallasdirict
miiayinalor, hamginin aparict miitoxassiz-rentgenologlarla maslohatlagmoalor ehtimal edilan xastaliyin tosdig
edilmasina va diizgiin diagnoz qoymaga imkan vermigdir.

Acar sozlor: CADASIL, demensiya, beyin insultu, arteriopatiya, MRT, beyin damarlarinin xastaliklori

Knrouesvie cnosa: CADASIL, Oemenyus, mozeoeou uucyaom, apmepuonamus, MPT, yepebpo-
8acCKYIApHbIE 30001e8aHUS.
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CJIYUYAM PEJKOM IIEPEBPAJIBHOM AYTOCOMHO-TOMUHAHTHOM
APTEPUOIATHU C CYBKOPTUKAJIbHBIMU HHOAPKTAMU U
JEUKOIHIEP®AJIOINATHEN

Cymckoii eocyoapcmeennuiti ynusepcumem, Cymol, Ykpauna

CADASIL unu pedkas yepebpanvbHas aymocOMHO-OOMUHAHMHAS APMEPUONAmMus ¢ NOOKOPKOGbLMU
ungapkmamu u aeuxkosHyeparonamuel — peoKull CUHOPOM HACACOCMBEHHOU NPupoobl, UMEHOUUL
pasHoobpasHvle KIUHUYECKue CUMNMOMbL U mpedylowuti 21yb0Ko20 u3yueHus us-3a Hecneyuguceckoll
KAUHUYECKOU KAPMUHbL, d MAaKdice KAK OOUH U3 (hakmopos pucka yepeOpaibHulX uidemuti U O0emMeHyuu.
Tpuuunoiit CADASIL sensemcs mymayus 8 cene NOTCH3 na 19-ii xpomocome.

B pabome npeocmasnen cnyuail enepsvie 6blAeNeHHO20 3a00nesanus y nayuenmxu 54 nem. Ilpu
BbINOJHEHUU ~MASHUMHO-PE3OHAHCHOU momozpauu 6 0Oenom eewgecmee obeux ecemucghep Mmosea,
npeumMyujecmeenio NepuseHmMpUKyIApHO U  CYOKOPMUKANILHO — BbIAGIEHbl  MHOMCECMEEHHbIe  YYACHKU
namonaoeuveckoeo MP-cuenana ciuenozo xapaxmepa, eunepunmencusnoco MP-cuenana ¢ T2-peoicume u
FLAIR-pescume. Twamenvo cobpannvlii anamues u 2nybokoe Heuposusyaru3ayuoHHoe Ucciedo8anue ¢
npusnedeHuem eoyux CReYyuaIUcmos — peHm2eHoI0208 CMPAHbl NO360AUL NOOMBEPOUNb NPEONOL0NHCEHUE
U NOCMABUMb NPABUNTLHBIN OUACHO3.

CADASIL (cerebral autosomal dominant paibHas ayTOCOMHO-JOMHHAHTHAsl apTepHO-
arteriopathy with subcortical infarcts and nmatusi € TOAKOPKOBBHIMH  MH(papkTamu ¢
leukoencephalopathy) wnmu peakas 1epe0- neKkosHIedanonaTueil — peakoe 3adoseBaHue
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HACJIEICTBEHHON NpUpOJIbl, TpeOyrolee IIIy-
OOKOro W3y4yeHHs BBUIY MOTMMOP(HHON KIH-
HUYecKor kaptunbel [1-4]. B ocHoBe nexur
TeHETMYECKH  OOYCIIOBJICHHAss  MOHOTEHHasi
apTepuoNonaTusi, B  pe3yJibTare KOTOpOH
(hopMHpPYIOTCST OYard XPOHHYECKON HIIEMHH.
[Ipuunnoit CADASIL sBnsiercss MyTtanusi B
reie NOTCH3 na 19-i1 xpomocome. Bo Bcem
MHpPE OIMCAHO HECKOJIBKO COTEH MyTaluil, U
MPAaKTUYECKH BCE JTU MYTAallUd HM3MEHSIOT
COZICp)KaHME IMCTEMHAa BO  BHEKJIETOYHOM
npoaykre reHa NOTCH3. VYkazanublii reH
MIPUHAUIEKUT K CEMEUCTBY BBICOKO KOHCEp-
BaTUBHBIX TpPAaHCMEMOPAHHBIX  PEIENTOPOB,
OoraThIX MOBTOpaMH MMIEPMAIILHOTO (aKTopa
pocTa, B OCHOBHOM SKCIPECCUPYEMBIX B
[JIQJIKOMBIIIEYHbIX ~ KJIETKaX  COCYJIOB U
MEPUINTAX, KOTOpPHIC BBIMONHSIIOT Ba)KHBIC
GyHKIMA ~ pa3BUTHS W YYacTBYIOT B
MoJIICpKaHU W OOHOBICHMU TKaHew [1,3.4].
MyTtammus NOTCH3 omnpenenser xapakTepHbIe
KIIMHAYECKUE, HEMPOPEHTTEHOIOTHUECKHIE 0CO-
O6eHHOCTH cUHApoMa. CuuTaeTrcs, YTO OCHOB-
HBIM BO3MOXHBIM ~MEXaHU3MOM  SIBIISIETCS
JIETEHepaLysl apTepUil C pa3BUTUEM OKKIIIO3UU
MEJIKUX COCYJIOB OEJIOro BEIIeCTBa TOJIOBHOIO
MO3ra 3a C4YeT HAKOIUIEHHsS aHOMAJIbHOIO
oenka. [logoOHBIE W3MEHEHHs TIPUBOAAT K
pasBUTHIO  XPOHWYECKOM  HEJOCTATOYHOCTU
KPOBOCHA0KEHHSI MO3TOBBIX CTPyKTyp. Kpome
TOrO, TUNONepQy3ust CTUMYIHUPYET BHICBOOOXK-
JICHWE acTPOLUTaMH B  MUKPOOKPY>KEHUU
COCYIMCTOM CTEHKU HHJOTENUHA-1, KOTOpBII
BBI3BIBACT BA30CIa3M M HapyIIEHHE KPOBOTOKA
[1,2,4,5,7].

HawubGonee YacThIMU CUMITTOMaMH
CADASIL sBnstroTcsl JJaKyHapHBIE HWHCYJIBTHI,
TPAaH3UTOPHBIE HIIEMUYECKUE AaTaKh, KOTHH-
TUBHBIE HApyIIEHWs BIUIOTH A0 BBIPAKEHHOU
JIEMEHIINH, paccTporicTBa aQheKTUBHON chepbl
B BHUJE JeNpeccu U anatuu. beccumnromuas
cTamusi OOBIMHO TIpoposbkaeTcs o 40-45 ner.
WurepecHpiM siBisieTcst ¢akt Oosee Mo3aHEH
MaHudectanuu 3aboneBanus y mMyxduH. Oco-
OCHHOCTBIO KJIMHMKU  SIBJIACTCA  IIMPOKHA
CHEKTP UHTEHCUBHOCTH OT/IEIbHBIX CUMIITOMOB
JaKe Cpeld IpPEACTAaBUTENCH OIHOW CEMBH.
XapakTepHbIM CHMIOTOMOM MOXXHO CYUHTATh
MPUCTYTIBI TOJIOBHBIX OOJIEH 1O THITy MUTpEHeH
[4,5.,8,9,10].

MarHuTHO-pe30HaHCHass ~ Tomorpagust B
CADASIL BbISIBISI€T CUIBHYIO THIEPUHTEH-
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CHUBHOCTH O€JIOr0 BEIECTBa, MPU3HAKH TIPEI-
HIECTBYIOIIMX MOJKOPKOBBIX HHCYJIBTOB H,
pexe, MUKpokpoBomsnusiHus [4,11, 12].

[IIupokoe UCIoIB30BaHUE CaMbIX COBPEMEH-
HBIX METOJOB JMArHOCTHKHU TIO3BOJIMJIO pac-
IIMPUTh BO3MO>KHOCTU JAMArHOCTHKH MU TOJY-
YUTHh HOBBIE CBEJICHHS O MPUYMHAX MO3TOBBIX
nmemuid. C Ipyroil CTOpOHBI, UCCIIEI0BATEIN
MOJTyYMJIM OTPOMHOE KOJIMYECTBO HOBBIX JaH-
HBIX O Mopdomoruu # MaToGU3NOIOTUN
1epeOpaTbHOTO  KPOBOOOPAIIICHUS, YTO TOCTa-
BUJIO TEpe]l KIMHUYECKOM METUIIMHON HOBBIE
3amaun  [13-17]. Koncratamms 1oa00HBIX
CIly4aeB II03BOJISIET YUYUTHIBATH HE TOJBKO
CUTyaIllI0, HO M HW30eXKaTh OCIOXHEHUN U
YJIy4IIUTh IPOTHO3.

Hecmotpst Ha mpoBeneHHbBIE WCCIIEOBAHUS,
MTO3BOJIUBIIIHAE TMOJYYUTh OOJIBIIIOE KOJTMYECTBO
WHPOPMAIIMH O MOJICKYJISIPHBIX M OHOJIOTH-
yeckux acmektax CADASIL, sthonarorene-
TUYECKasl Teparnus CUHAPOMA OCTAETCS CETOJIHS
HEJIOCTYITHOM, 3a MCKIIIOYEHHEM HEKOTOPBIX
CUMITOMAaTUYECKUX TMOIX0A0B. B coBpemen-
HOM IKCTIEPUMECHTAIBHON MEIMIIMHE B 00JIaCTH
MOJICNICH in  Vitro TPOW30IIAa PEBOIFOIHS
Oyaromapsi IMPOKOMY BHEAPSHHIO HCCIIEI0Ba-
HUH, BKIIOYAIOIIUX UCIIOB30BAaHUE CTBOJIOBBIX
kieTtok. Kak cnencrtBue, B HacTosIlEe BpeMs
WCCIIEAYIOTCS. HOBBIE TEpareBTUYECKUE TMO/I-
XOJIbl, BKJIFOYAs HMMMYHOTEpAIMIO, BBEIICHUE
(haKTOpOB pPOCTa M AHTHUCMBICIOBBIX OJIHIO-
Hykjieotunos [4,10,12].

Msbl  mpexacraBiseM  ciay4yal  CHHApOMA
CADASIL y narnueHTKkyd OTAeNeHus sl 00ITb-
HbIX C HapyIICHUSIMH MO3TOBOIO  KpPOBO-
oOpamieHust 4-ii  TOPOJCKOW  KIIMHUYECKOM
605bHULBI T. CyMBI.

Kanodbl M aHaMHe3 TeKyIero 3MH30/4a
0osae3un. bonvruas @., 54 ner, NEHCUOHEPKA,
ObUTa JIOCTaBJiCHa B OT/EJICHUE CIICITHAIN3H-
POBaHHOW MAIIMHOM HEOTJIOKHOM ITOMOILM, B
COMPOBOKJEHUHU Bpava-HeBpomarosora. [locie
Oecenbl C POJCTBEHHHKAMHU CTall0 W3BECTHO,
YTO TIOCNE TEPEHECEHHOW HMOLMOHAIBHON
TpaBMbl (Kpaka JI€HETr) IOTepsia CO3HAHUE,
MOSIBUJIACh «HEBHATHAsI PEuUby», IIATKOCTh MPHU
Xoap0e, OHEMEHHE M MBIIIIeYHas ClIa00CTh B
HIKHUX KOHEYHOCTSIX M JieBoW pyke. Halimro-
JATACh 3MU30/bI OECIIETBHOTO XOXKACHUS W3
KOMHATBI B KOMHATY.

Pe3yibTaTbl 00BEKTHBHOIO  OCMOTpA.
[TaiieHTKa B CO3HAHMM, OPUEHTHPOBAHA BO



BPEMEHHU, MPOCTPAHCTBE W COOCTBEHHOW JINY-
HOCTH. DMOIIMOHAJILHO HECKOJILKO JIAOMIIBHA.
TenocnoxxeHHe — HOPMOCTEHHYECKOE. TOHBI
cepAlla PUTMHUYHBIC, TPUTIYIIEHBL. ApTe-
puanbHOe maBieHue 140/80 MM pr. CT., IMyJbC
75 B 1 mun, Y1/ — 18 B 1 MuH, )KUBOT MSTKUM,

0e3007e3HeHHbI. [leueHb He yBenMueHa,
cumnToM [lacTepHAKOro  OTPHLIATENBHBIN.
UepenHble HEpBBI: OCIA0IEHBI  3PAvYKOBBHIC

peakuMy Ha KOHBEpPreHuuio. [a3Has wiens
cieBa cyXeHa. JIBMKEHUsS TJIa3HBIX S0JIOK B
nonHoM oObeme. Kocormasus Her. Jlerkas
acuMmmMeTpust nura. OnymieH JeBbld yroia pra.
Peur «cmaszaHHas», BEpOSATHO — AU3APTPUSL.
AKTUBHBIC JBIDKEHHUS B JIEBBIX KOHEYHOCTSX
HECKOJIbKO OrpaHMYEHbl, MBbIIIEYHAs CHJIa
CHI)KEHA JI0 Tpex OaioB. MBIIIEYHBI TOHYC
yIOBIETBOPUTENbHBIN. CyXOXUIbHBIE —ped-
JIEKCHI ciieBa OKuBIIeHBL. Peduiexc babuHckoro
C JABYX CTOPOH. YyBCTBUTEIBHBIX PACCTPOMCTB
HeT. MeHUHreaTbHbIe CUMITTOMBI OTCYTCTBYIOT.
KoopnuHatimonHbie mMpoObI BHIMONHSAET HEyBe-
penno. Iloxomka arakTuueckas, HO 0e3
ocTOpoHHEN oMoy, C MOMOIIBIO0 TICHXOJIO0-
THYECKUX TECTOB  BBISIBJICHBI  YMEpPEHHBIC
KOTHUTHBHBIE HapylieHus (o mkane MoCA
(Momnpeanbckas IKasa KOTHUTUBHBIX
HapyIieHui) — 19 6amos).

JlonoHUTENbHBIMUA METOJAMH TIPY YYACTHH
peueBoro TepaneBTa ObUIH BbISBJICHbI CEMAHTH-
yeckas adazusi, arpadus 1 aKaIbKyJIusl.

AnamHue3 xku3Hu. Pocia u pa3BuBaiach
COOTBETCTBEHHO BO3pACTy. XPOHUYIECKUX 3200-
JIEBAaHUK BHYTPEHHMX OpPIaHOB HE UMeEeET.
3aMyKeM, UMEET JBOMX 370pOBBIX JeTell. B
aHaMHe3e JBa abopTa, BeIKHbIIEH HeT. Ky-
peHue, YIOTpeOJIiCHHe alKorolii M IICHUXO-
TPOIIHBIX JIEKapcTB oTpuuaer. M3 wucropumn
KU3HU M3BECTHO, 4TOo ¢ 20 JIeT NaIMeHTKYy
0ecroKosT ToJIOBHbIE OOJMM B BHCOYHOM 00-
JIaCTU CHpaBa, COMPOBOXKIAIOIINECS TOLUTHOTOM,
WHOTAA yXyAuweHueMm 3peHus. Ha naHHyro
mpobjaeMy HH  POJCTBCHHUKH, HH caMma
MaleHTKa  OCOOCHHOrO0  BHHUMAHHUS  HE
oOpamanmu. [TpucTynsl CHUMAMHM JOCTYITHBIMU
aHasieretukamMu. Co CJIOB POJCTBEHHUKOB B
MOCTICIHAE MECAIbl CTajla pacCesHHOW U
HEBHMMATEJIbHOM, MOSBWINCH MPOOJIEMBI C
namsaTeio. CaMa 3aMeTmia yxyzAleH!ue NaMsITu.
Mecsn Hazag ObLT CymopokHBIA TpucTyIl. [To
MOBO/Iy TPUCTYIHAa TaKKe He 00CIenoBaach.
N3BectHO, 4WTO oOTel oOcCiemyeMoil TmepeHec
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MHCYJIBT, KOTOPBIM CTal IPUYUMHOM CMEpPTH.
PeTpocnekTMBHO  yCTQHOBUTH IPUYMHBI U
XapakTep HapylIEHUs MO3TOBOIO KpoBOOOpa-
IIIEHUsT HEBO3MOXHO. Takue (akTopbl pHCKa
11epeOpPOBACKYISIPHBIX OOJIe3HEeH, Kak apTe-
puanbHas TUMEPTEH3Us, CaxapHbli IHaberT,
bubpwIIILNA peacepaAnii B ceMeHHOM aHaM-
HE3€ OTCYTCTBYIOT. ApTepHajbHOE [aBJICHHUE
MAIMEHTKA CHCTEMATUYECKM HE KOHTPOJIH-
poBaa.

HNucTtpymeHnTaibHble W J1a00paTOpHbIE

uccaeqoBaHusl. AHamM3bl  KpoBU  (0OImImMit
KIIMHAYCCKUH ¥ OMOXMMUYECKUI aHAIN3 KPOBU
U JIMKBOpa, PEBMATOJIOTUUECKHE  MPOOBI,
BUPYCOJIOTUYECKUE  HCCIICJIOBAHUS,  aHAIIN3

CHCTEMBI CBEPTBHIBAHUSI KPOBU) OTKJIOHEHUH He
BBUSIBWIM. B 1epeOpocnvHaNbHON KUAKOCTU
MHUKOOaKkTepuil  TyOepKylie3a,  aTMIIMYHBIX
KJIETOK, AHTUTEN K IUTOMETAJIOBUPYCY HeT.
Peakuus Baccepmana otpunatenbHas. AHTH-
tena k BUY ne obnapyxkensl. OKI: putm
CUHYCOBBIH, peryispHbiil. 900 — muddy3ubie
M3MCHEHUSI OMOAJIEKTPHYECKOW  aKTHBHOCTH
roJIoBHOro Mosra. OCMOTp  CHEIHAIUCTOB:
OKYJICT — aHTHOIATUS CETYaTKH OOOMX IJIa3;

ncuxuaTp —  OTCyTcTBHE  ah(heKTUBHBIX
paccTporcTB. MOHUTOPHHI TIOKA3aTeNen apTe-
PHAIBHOTO  JABJIECHUS  IPOJEMOHCTPHPOBAII

HEOOXOMMMOCTh Ha3HAYEHUs] aHTUTHIICPTCH-
3UBHOM TEPAIUU.

MPT rosoBHOro Mo3ra: B 6€JI0M BEIIECTBE
obenx remuchep Mo3ra, NPEUMYIIECTBEHHO
MApaBEHTPUKYISIPHO M CYOKOPTHKAIBLHO
BU3YQIN3UPYIOTCS MHO)KECTBEHHBIE yUYaCTKH
narojiornyeckoro  MP-curnasma  cimuBHOrO
XapakTepa, runepuHTeHcuBHOro MP-curnana B
T2-pexxume u FLAIR-pexxume. ['mnonHTeH-
cuBHble ouarn B Tl-pexume, 0e3 spko
BBIDAKEHHOTO orpaHudeHus muddy3un Ha
DWI, ovarm ¢ HaM4MeM MHUKPOKHCTO3HON
sanedanomasiiuu  (Puc). KoHBekcuranbHbie
cyOapaxHOUJaNbHbIE MPOCTPAHCTBA  CIIpaBa
crinaxxeHbl. [lepuBacKyisipHbIE MPOCTPAHCTBA
YMEPEHHO pacCIIMpeHbl Ha YPOBHE JIOOHBIX U
TEMEHHBIX JIOJIEH, B MEeHO0a3aIbHBIX OT/IENaX.
B cooTBeTcTBHM C 3aKIIFOUEHUEM CIIEMATUCTOB
onrcanuele MPT-npusHaku Bepu(UIMPOBAHBI
kak cuHiapom CADASIL ¢ nammumem npus-
HAKOB BHYTPUYEPETHON TUIIEPTEH3HH.

Ha ocHoBaHMM uMEIONIMXCS OOBEKTUBHBIX
U3MeHeHu U pesyabraroB MPT 3anonospuinu
BeposaTHbIN cuHIpoM CADASIL. Ot yriry6-



Puc. MaFHI/ITHO-pC3OHaHCHI)I€ TOMOT'PpaMMbI NALIUCHTKA ®. T2-B3BenICHHOE I/I306pa)K€HI/I€. AxcuanbHas mpoeKuus

JEHHOro  OOCNeIOBaHWS B  T'€HETHYECKOM
HEeHTpe OOJIbHASI KaTErOPHUYECKH OTKa3aiach Mo
COLIMAJILHBIM MOTHBaM.

bonbHOM IpoBeAicHa CTaHAAPTHAS Tepamus,
NpUMEHsieMasl NIPU UIIEMHYECKUX HHCYIbTaX.
C uenpio mpodUIaKTUKA OBUT PEKOMEHI0BaH

IIOCTOSIHHBIM TPUEM KJIONUAOIpens B 103€ 75
MT B CYTKH. Takyke peKOMEHI0BaH pEryJIIpHbII
IIPUEM CTaTUHOB.

Takum o0Opa3zom, HpeAcTaBIEHHBIN CiTydail
MOYKHO paccMaTpuBaTh KaK OJMH W3 PapUTET-
HBIX HEBPOJIOIMYECKUX CHHIPOMOB, Hapsay C




MELAS-cunipoMoM  (CHHAPOM  MHMTOXOHJ-
pUanbHOM  BHUE(aToOMUONAaTUM C  JIAKTAaT-
alMI030M U MHCYJIBTONOJOOHBIMU 3IU30JaMH)
u MERRF-cunapoMoM (CHHIPOM MHOKJIOHYC-
SMUJIETICUM C PA30pBaHHBIMU KPACHBIMU BOJIOK-
HaMH), KOTOpblE€ OTHOCATCA K TpYIIE MHUTO-

XOHJIpUAJIbHBIX OOJIe3HEW U SBJSIFOTCS MOTEH-
[IATbHBIMH (DAKTOPAMH PHCKA MO3TOBBIX HILIE-
Muid. VCKIIOYMTP WX B JAHHOM CHUTyaluu
no3ponwin pesyibrarsl MPT-nccnenosanus u
BCECTOPOHHHUM AaHAIU3 KIMHUYECKOW COCTaB-
JIAIOILEN.
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THE CASE OF RARE CEREBRAL AUTOSOME DOMINANT ARTERIOPATHY WITH
SUBCORTICAL INFARCTIONS AND LEUKOENCEPHALOPATHY
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Summary. CADASIL is a rare hereditary disease that manifests with various clinical symptoms and

needs detailed examination due to its clinical non-specificity. CADASIL is one of the risk factors for
cerebral ischemia and dementia. It is an inherited arterial disease caused by mutations of Notch 3 gene on
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chromosome 19.

The article provides information about the authors' case report discovered in a 54-year-old female patient.
On a series of MR images in the white matter of both hemispheres of the brain, predominantly
paraventricular and subcortical, multiple patches of the pathological MR signal of a drain character,
hyperintensive MR signal in T2 mode and FLAIR mode are visualized.

Based on the existing objective changes, anamnesis and MRI results, CADASIL was diagnosed.
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