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Llepebpanvnas aymocomno-domunanmuas apmepuonamus ¢ NOOKopKosvimu ungapkmamu u neiikosnyegparonamueii (CADASIL) — mono-
2eHHOe HacnedcmeenHoe 3a001e6anUe MeAKUX cOCy008 20108H020 MO32d, NPUMUHOL KOmopoz2o aeaaomcea mymauuu 6 eene NOTCH3.
Ilpedcmasnero Habarodenue nayuenma 46 nem, y komopoeo ouaeno3 CADASIL 61 noomeepicoern eenemuueckum ucciedosanuem. B map-
me 2023 . nayuenm neperec ocmpoe HapyuleHue mM03208020 KPO8OOOPAUEHUS ¢ B03HUKHOBEHUEM UHDAPKMA 6 NOKPbLUKEe CPeOHe20 MO3-
ea cnpasa, pasgumuem OUNIONUU NPU 832110e 6160, AMAKCUU, NOCACOYUUM peepeccom cumnmomos. B urone 2024 . usmenurocs noge-
denue nayuenma, nossuaacs caabocms 6 npaesoii pyke. Ilpu MPT eviseaenvt nodocmpulii ungapkm 6 ooaacmu 6a3aAbHbIX CMIPYKMYP e~
6020 noayulapus mosea, oughysnvle usmeHeHUs 0€1020 8ew,eCmad GUCOUHLIX U N0OHBIX 001ell, MHOJCeCMBeHHble Manble 2AyOuHHble (1aKy-
HapHble) UHGpapKmol 6 6a3AAbHBIX CPYKMYPAX 000UX NOAYWAPUTL 60AbUI020 MO32d, 1€60M MAAAMyce, NEPUBCHMPUKYAADHOM 0eA0M seuje-
cmee, mozoaucmom meane. [lo pesysbmamam ceHemu4eckoeo uccaedo8anus evisgenena eemeposueomuas mymauus eena NOTCH3 —
p-R169C (2528933696).

OcobeHHOCMbI0 KAUHUYeCK020 HAOAH0eHUs A6A5emcs OMCYmMCemeue y nauuerma ¢ eeHemuyecku noomeepicoentvim cunopomom CADASIL
MUepeHU, a maKice KAUHUYECKU GbIPANCEHHBIX KOCHUMUBHBIX U HEelIPONCUXO0A0UMECKUX HAPYUleHUl.
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Cerebral autosomal dominant arteriopathy with subcortical infarcts and leukoencephalopathy (CADASIL)
Maksimova M. Yu., Airapetova A.S.
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80, Volokolamskoe Sh., 125367 Moscow, Russia

Cerebral autosomal dominant arteriopathy with subcortical infarcts and leukoencephalopathy (CADASIL) is a monogenic hereditary disease of
the small vessels of the brain caused by mutations in the NOTCH3 gene.

We present the case of a 46-year-old patient whose CADASIL diagnosis was confirmed by genetic testing. In March 2023, the patient suffered
an acute cerebrovascular accident with an infarction in the right midbrain tegmentum, developing diplopia when looking to the left, ataxia, fol-
lowed by regression of symptoms. In June 2024, the patient's behaviour changed and weakness appeared in his right arm. An MRI revealed a
subacute infarction in the basal structures of the left hemisphere of the brain, diffuse changes in the white matter of the temporal and frontal
lobes, multiple small deep (lacunar) infarcts in the basal structures of both hemispheres of the cerebrum, the left thalamus, periventricular white
matter, and corpus callosum. Genetic testing revealed a heterozygous mutation in the NOTCH3 gene — p.R169C (§528933696).

A distinctive feature of clinical observation is the absence of migraine in patients with genetically confirmed CADASIL syndrome, as well as clin-
ically pronounced cognitive and neuropsychological disorders.
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Cunapom CADASIL (Cerebral Autosomal Dominant
Arteriopathy with Subcortical Infarcts and
Leukoencephalopathy — 1epedpaibHass ayTOCOMHO-TOMMWHAHT-
Hasi apTepHOITIaTUsI C MTOAKOPKOBBIMUA MH(MAPKTAMU U JICHKOIH-
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nedanonarueir) XxapaKTepu3yeTcst MPOTPECCUPYIONINM TTopaxe-
HUEM MEJIKUX apTepuii TOJIOBHOTO MO3Ta U SIBJIIeTCS HanboJjee
pacrpoCTpaHEHHOW HaCAEACTBEHHOW TPUYMHON WHCYIbTa
U COCYIMCTOM JIeMEHIIUU Y B3pOCbIX [1].
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3abosieBaHre 00ycioBiIeHO MyTanueil B reHe NOTCH3,
pacnoyiokeHHOM Ha xpoMmocome 19p 13.1-p13.2 [2]. [Ipoayk-
TOM BKCIpeccuu reHa spiseTcs: 6enok Notch3, koTopslii mpu-
HAIJIEXUT K CEMEMCTBY TpaHCMeMOpaHHBIX perienTopoB Notch
M YYaCTBYET B PErYJSILIMU MPOLIECCOB KIETOUHOU auddepeH-
LIMPOBKMU, Mpojudepald U aHrMoreHesa. Myrauusi B reHe
NOTCH3 npuBOAUT K 3aMeHE aMUHOKHCIOTHOTO OCTaTKa B 9K-
cTpaueUTIoIsipHOM JToMeHe Oeiika Notch3 M M3MEeHEHUIO ero
(YHKILMH, BBI3bIBasI OTI0XKEHNE aHOMATbHBIX OCJIIKOBBIX AETIO-
3UTOB B 0a3aJbHOM MeMOpaHe IJTaJAKOMBIIIEYHBIX KJIETOK CTe-
HOK MeJKUX apTepuit. OTMCaHHBIN MaTOJOTMYECKUIA TIpoliecc
BeIeT K Pa3BUTUIO DHAOTETUATBHON NMCHYHKIIUU, OKUCIU-
TEJILHOTO CTpecca, BOCMAIEHUSI M HAPYIIEHUIO TeMOIIMPKYJIs-
uuu [3—6].

OCHOBHBIMY KJIIMHUYECKUMU TPOSIBJICHUSIMI CUHIPOMA
CADASIL sBas110TCSl TOBTOPHbIE TPAH3UTOPHBIEC MILIEMUYECKIE
aTaky U MLIEMUYECKMEe MHCYJIBThI, C TPEUMYIIECTBEHHBIM 00pa-
30BaHUEM CYOKOPTMKaJIbHBIX MH(MAPKTOB, MUTPeHb (Haubosiee
4acTo C aypoit), HEUPOMCUXUYECKUE U KOTHUTUBHBIE Hapyllle-
Hus [7]. CpenHuii Bo3pacT ne0roTa UIIeMUISCKUX HapyIIeHUIA
mo3roBoro kpooobpaiieHus (HMK) nmpu CADASIL cocTassi-
eT 49 et [8] 1, IO pa3HbIM JaHHBIM, BApbUPYET B TMaNa30HE OT
20 mo 70 mer [9, 10].

HecMmoTpst Ha IIMPOKO M3BECTHBIE MPEACTABICHUS 0 3260~
JIeBaHUU, KIIMHUYecKue nposiBiieHus: cuHapoma CADASIL no-
JMMOPGHBI U He BCETHa MpeICTaBIeHbl KIACCUIeCKUM coveTa-
HUEM ITPU3HAKOB, YTO 3aTPYIHSET €T0 CBOCBPEMEHHYIO TUarHO-
CTUKY M OIpele/ieHe CTpaTerny BeIeHUST MallMeHTOB.

Knuuuveckoe HabGnwonenue

Hayuenm I., 47 rem, nocmynua é naanosom nopsdke ¢ Ha-
YVuHbLI YeHmp Heapoaoeuu 6 Hosope 2024 e. ¢ scarobamu Ha Hen06-
Kocmb 8 npasoii pyke.

U3 anamuesa 3aboreeanus uzeecmuo, ymo ¢ 2015 e. y nayu-
eHma OuaeHOCMuUpo8an caxapuulii duabem 2-eo muna. Pecyaspho
NPUHUMAN CAXAPOCHUNCAIOUYI0 MePanuio, NoKazamenu eAuKemuu
U apmepuanbHo20 0aéAeHUs HAXOOUNUCH 8 Npedenax ueaeevix 3Ha-
venuil. 09.03.2023 nepenec HMK 6 6acceline ocHogHoll apmepuu
€ BO3HUKHOBEHUEM UHPAPKMa 6 NOKpbluiKe cpedHe20 M032a Chpasda,
paseumuem OUnAoNUYU Npu 8321510e 81e80, AMaxKcuu, N0CAeOYIOUUM
peepeccom cumnmomos. Ilo kraccugpuxayuu TOAST nodmun uuie-
MUHECK020 UHCYAbIMA OblA 0npedeer KaK HeymouHeHHblil. B danb-
Hellulem Kk mepanuu 000aeieHa anmuazpecaHmuas, eunoaunude-
Mudeckas mepanus, KOmMopylo NpuHUMan HepeeyaspHo. B anpene
2024 o. npekpamun npuem auemMuaCAAUUUA0B0U KUCAOMDL.
10.06.2024 uzmenunocv nosedenue nayuenma, cmai NAAKCUS, om-
Meuanacs gvipadceHnas ooujas caabocmo, npedsasasin Heaiodvl Ha
oepanutenue dgudiceHuli @ npasoii pyke. B nocaedyrowem coxpans-
1ach HeA08KOCMb 6 npaegoii pyke. JlanHblie MAeHUMHO-Pe30HAHCHOT
momoepapuu (MPT) eonosnoeo mosea om 20.06.2024: nodocmpoiii
uHpapkm 6 obaacmu 0Aa3aAbHbIX CHMPYKMYD 16020 NOAYUAPUS
Mo3ea, upgy3uvie uzmeHeHUs 0e1020 8euecmad GUCOYHBIX U 100~
HbIX donell, MHOJcecmaeHHble Maable enyOUuHHble (1aKYHAPHble) UH-
Gapkmol 6 6a3aAbHBIX CIPYKMYPAX 000UX NOAYUApUil 6016Ul020
Mo32a, 1€60M manamyce, NepuGeHmMpPUKYIapHOM 6eaoM eeujecmee,
Mo304UCmOM mene (CM. PUCYHOK).

U3 cemeiinoco anamnesa uzeecmuo, 4mo omeuy, nayueHma ne-
perec HMK 6 6ospacme 48 nem (npuuurna neuszsecmua), 6 nociedy-
oujlemM OMMe4anlucy peuesvle HapyuleHus, 2ny0oKasi UH8aAUou3a-
yusi, ymep 6 56 nem; 6abywka no omyo8cKol AUHUYU cmpaoand ca-
Xapuvim duabemom 2-20 muna.
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ObsekmueHo npu NOCMYnAeHUU 6 CMAuUoOHap: COCMOAHUE
yoosaemeopumenvroe. Hndexc maccot meaa — 27 ke/m?. Yacmoma
cepdeunvix cokpaujeruil — 64 ¢ Munymy, pumm npasuivHoli. Apme-
puanvHoe dagaenue — 115/75 mm pm. cm.

Heesponoeuueckuii cmamyc: cosnanue sacvoe. Menuneeans-
Hbix cumnmomos vem. Cundpom lopuepa caeea. Peakyuu 3paukoe
Ha ceem dcugvle. Jleckoe oepanuuenue obsema 0gusiceHus nPpasoeo
21a3H020 A010Ka KHympuU. S3vik creeka omKAOHAemcs 6npago npu
ebicosbiganuu. Xobomkoswiil pegaexc. [lape3os ¢ pykax u noeax
nem. Jleekoe nogvluienue MvluleuHo2o0 MoHyca 6 npagoil pyke no
cnacmuteckomy muny. CyxodcunvHole peghiekcol 8 pyKax icugole
(D>S), 6 Hoeax — dcusvle 6e3 uemKoi pazHulbl Mexcoy CmopoHa-
mu. Henocmosinuwiii peghnexc babunckoeo caesa. Ilamouno-xonen-
HYI0 nPo0Y 6bINOAHAEM C 1e2K0l amakcueli ¢ 08yx cmopon. B npobe
Pombepea neycmoiiuus. [loxooka neygepennas, wamkas.

Pesyaomamul ananu3oe Kpoeu Ha mMapkepvl GUPYCHbIX 2ena-
mumoe Bu C, BUY, cugpuruc — ompuyamenvHoie.

Ananuz kposu na aHmuHyKAeapHblll aKkmop, aHmuHeiumpo-
@unvHble yumonaazmamuieckue anmumena, AHMumMena K 08ychnu-
paavhoi JITHK, anmumena x xapouosunumny, 6ema-2-eauxonpo-
meuny, 60A4AHOUHBII AHMUKOARYAAHM, PEBMAMOUOHbLI hakmop,
C-peaxmuenslii 6e10K — HopMa.

Anaauzwl kposu Ha eomoyucmeur, anmumpomour 111, ghax-
mop ceepmuieanus kposu VIII, npomeun C, npomeun S — 6 npede-
AaX HOPMbL.

Ananu3z kposu na mymayuio 6 12-m sx3one eena JAK2 — om-
puyamenvHblil.

JHK-0uaenocmuxa mpomboguauueckux cocmoanuti (na-
Heav 12 eenos): mymayuu 6 eenax F2 (het), FGB (het), PAI-1
(hom), MTRR (hom), FI13A1 (het).

Koacynoepamma — 6e3 omkaonenuii om HOpmbL.

Obwuii anaauz kposu: cemoenobun — 179 2/a, apumpouyu-
mot — 5,7+ 107/, 6 ocmanvHom 6e3 0mKAOHEHUI OM HOPMbL.

buoxumuueckuii anaauz kposu: erokosa — 6,8 mmonv/a, xo-
necmepur — 4,4 mmonv/n, mpueauyepudst — 2,0 MmMoav/n, Auno-
npomeunsl HU3KOU naomuocmu — 2,7 MMOAb/1, Kpeamun@ocoxu-
naza oowasn (KOK) — 725— 1328 Ed/n (nopma 0—195 Ed/a).

Tuxemuss namowax no earoxomempy — 7,1—9,8 mmonv/n.
Yposeno enuxuposannoeo eemoenobuna — 6,5%.

Buoxumuueckuii anaauz kposu Ha aakmam/nupyeam:
L-naxkmam do naepysku — 1,4 mmonv/n, nupysam 0o Haepy3ku —
0, I mmonv/n, coomnoulernue rakmam/nupyeam 0o Haepy3ku — 13,7
(nopma 0—10), L-arakmam nocae naepysku — 5,8 Mmmonv/a, hupy-
eam nocae Haepysku — 0,74 mmonv/a, coomHoueHue rakmam,/nu-
pyeam nocae Haepy3ku — 7,8 (nopma 0—10).

Dnekmposnuepanoepagus: omoenvHvle npexodsujue meo-
JeHHble BOAHbBL C NPe0bAAdaHUeM 8 3aMbLAOHHO-MEMEHHbIX 0MOenax
ounramepanvHo.

Dnexmpoxapouoepagusa: CUHYCOBbIL pumm, vacmoma cep-
deunbix coKpaueHuil 74 6 MuHymy, HOpManbHOe NOAONCEHUE INCKM -
puteckolil ocu cepoua.

Ixoxapouoepagus: yniomueHue cmeEopoK aopmaibHO20
KAanaua; ounamayus KopHs aopmal.

Jynaexcnoe ckanuposanue OpaxuoueharvHvlx apmepuii:
amepocKAepomu4ecKuil cmeHo3 Aegoll obuiell COHHOU apmepuu
20—-25%.

Y3HU een nuscnux koneuHocmeii: namonoeuy He 8bis61eHO.

Y3U nouex: npusnaxu Ooup@ysuvix usmeHeHuil napeHxumbl
NnoYeK, CUHYCHbIX KUCm 00eux nouex.

Koncynvmauyus neiipoopmansmonoea: HauansHole ckaepomu-
ueckue usmenenus cocydog cemuamku. Cundpom lopuepa caesa.
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MPT nayuenma I'., 47 rem.
a — MPT 201061020 M032a 6 pexcume Ouh@y3uoHHO-836euleHHbIX uzoopaceruil. Tlpusnaku nodocmpoeo ungapkma
6 21yboKux omoenax 1e6o2o noayuapus 60avuio2o mozea; 6—3 — MPT 6 pexcumax T2 u T2 FLAIR.
MHuoxcecmeennvie causaroujuecs mexncdy coboii 0peanu308aHHble Manvle 2AYOUHHble (1AKYHAPHbIE) UHDApKmbL
6 0a3aAbHbIX CMPYKMYPAX 000UX NOAYUAPUL 00AbUL020 MO32d U NePUBCHMPUKYAAPHOM 0eaoM geujecmee, Oup@y3Hoie UsMeHeHus
0€1020 6eujecmea nPeumMyueCmeeHHo 8 NepeoHUx 0maoeaax 8UCOUHbIX U N0OHbIX 004ell, HAPYICHBIX KANCYA, MO30AUCIOM mene
MRI of patient G., 47 years old.
a — MRI of the brain in diffusion-weighted imaging mode. Signs of subacute infarction in the deep parts of the left hemisphere
of the cerebrum; 6—3 — MRI in T2 and T2 FLAIR modes. Multiple confluent organised small deep (lacunar) infarcts
in the basal structures of both hemispheres of the cerebrum and periventricular white matter, diffuse changes in white matter mainly
in the anterior parts of the temporal and frontal lobes, external capsules, corpus callosum

Koncynomauus snookpunonoea: caxaphoiii duabem 2-e0 mu-
na. Muabemuueckas maxpoaneuonamus. MHousudyanvhblil yene-
8011 YPOBeHb 2AUKUPOBAHHO20 cemoenobuna — menee 7,0%.

Ouenxa no Moupeanvckoil koeHumueHot wkanre — 28 uz 30
6annos, no Kpamkoil wikane oyenku ncuxuveckoeo cmamyca — 30
u3 30 6annos, no Addenopykckoii wkare — 91 uz 100 6anrnos.
Ilo Tocnumanvhoii wikane oyeHku mpegoeu U 0enpeccuu: ypogeHs
denpeccuu — 2 6anna, ypogens mpegoeu — 1 6ain.

C yuemom pazeumus y nayuenma 47 sem, cmpadaroujeco
caxapuvim duabemom 2-eo0 muna, nosmopruix HMK, neiiposusy-
anru3ayUuoOHHOI KapmuHsl UYepebpasbHoli MUKpoaneuonamuu
€ MHOJICECIMBEHHbIMU UBMEHEHUAMU 8 000UX NOAYUWLapUsX 60AbUI0-
20 M032a NPeUMYUeCmMBEeHHO 8 NepeOHUX 0Moeaax GUCOUHbIX doaell
U HApYICHBIX KANCyA, OMCYmcmeusi 0aHHbIX, C8UOCMeNbCmBYIo-
Wux 006 aymouMMyHHOM npoyecce, HAAUMUSA APMEePUalbHoll eu-
nepmensuu, nogviuiernus yposus KOK 6onee uem 6 6 pasz no cpas-
HEHUI0 ¢ 8epXHell epaHuyeli Hopmbl, pe3yabmama aHaiu3a Kpoeu
Ha coOomHouleHue AaKkmam/nupyeam 0o u nocie Haepy3ku ouggpe-
penyuanvras ouaeHocmuka nposoduaacs ¢ cunopomom CADASIL
(6 nepgyto ouepeds) U MUMOXOHOPUANbHOU namonozuell.
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Buinoanena eenoduaenocmura cundpoma CADASIL. B pe-
syabmame uccaedoganusi 2—6-eo u 11-e0 sx3ono06 eena NOTCH3
o6Hapyycen namoeennwiil éapuarm p.R169C (rs28933696) ¢ eeme-
po3ucommoii opme. Bvisigrennas mymayusa xapaxmepna 045 CUH-
dpoma CADASIL.

Jluaeno3: ocnosHoe 3ab6one6anue — nocaeocmaus NOBMOPHbIX
HMK no uwemuueckomy muny 6 bacceiine 1e60ii cpedHell M032080ii
apmepuu om 10.06.2024, ¢ bacceiine apmepuii 6epmebdpoda3ussap-
Hoit cucmembt om 09.03.2023. Cundpom CADASIL, eenemuuecku
noomeepicoeHHblil.

Conymcemeyouiue 3a601e8anus: caxapuwlii duabem 2-20 mu-
na. Unousudyanvhulil yenesoil ypoeeHs eAUKUPOBAHHOO 2eMO2A0-
ouna menee 7,0%. Amepockaepos opaxuoyepanvrvix apmepuii. Cu-
HycHble Kucmbl 06eux noyek. Iunepaunudemus. Hocumenscmeo no-
aumopguzmos eenoe mpomoochuruu F2 (het), FGB (het), PAI-1
(hom), MTRR (hom), FI13A1 (het). pumpoyumos. Cybdenpeccus-
HbLU CUHOPOM.

IIposodunace anmuaepecanmuas, eunoeaukemu4eckas, Heli-
pomemaboauueckas, AHMUOKCUOAHMHAS, AHMUOenpeccaHmHas,
peadunumayuonnas mepanus. C yuemom nogoviuierus: ypoeus KOK
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ObL1a 6peMerHHO omMmeHena eunoaunudemueckas mepanus. Tayu-
€HM GbINUCAH € PEKOMEHOAUUAMU NO AeHeHUI0, OUHAMUMECKOMY HA -
01100eHUI0, MeOUK0-2eHeMUUecKOMY KOHCYAbMUPOBAHUIO CeMbl.

OGcymxnenne

Juarnoctuka cunapoma CADASIL ocHOBbIBaeTcs Ha CO-
BOKYTMHOCTU KJIMHUYECKON KapTUHBI, AAHHBIX CEMEWHOTO
aHaMHe3a, HelipoBU3yaau3allMOHHBIX JAHHBIX, PE3YJIbTaTOB MO-
JIEKYJSIPHO-TEHETUIECKOTO 00CTIeOBAHMS U TUCTOTIOTMYECKOTO
McceqoBaHusI KOXHBIX ouonTartos [9, 11].

CouetaHre M BBIPAXKEHHOCTh KIMHUYECKUX MPOSIBICHUN
3a00J1eBaHMS TJIABHBIM 00Pa30M OTIPE/IEIISIIOTCS] BAPUAHTOM MY-
tauuu B reHe NOTCH3 [12].

Mopdonorndeckoil XapaKTepuUCTUKOW TIPU CUHAPOME
CADASIL saBnsieTcst cucTeMHasi apTepyuonaTusi ¢ IpeuMyIecT-
BEHHBIM TIOPaXXeHHEM MEJIKMX IiepeOpaTbHBIX apTepuil U apTe-
puos. TUNMUYHBI KOHLIEHTPUYECKOE YTOJIIEHUWE COCYIUCTOMN
CTEHKHU 3a CYET CyOaHAOoTelInalbHOM (hrOpo3HOoi nponudepa-
LIMU U TMAJIMHO3a UHTUMbI, GUOPUHOUIHBIN HEKPO3 U MHTpa-
MypalibHbIN oTeK [7, 13, 14]. [Ipu 31eKTpOHHON MUKPOCKOTIUK
MOTYT BBISIBIISITBCSI TPAHYJISIPHBIE OCMUOMWIbHBIE BKITIOUEHUS
BOJIM3M IJIaAKOMBILIEYHBIX KJIETOK MeJKUX aprepuii [15, 16].
DTO MPUBOANT K CHIDKEHWIO MO3TOBOTO KPOBOTOKA W TIOSIBIIE-
HUIO TUTIEPUHTEHCUBHBIX 04aroB Ha T2-B3BeIIEHHBIX U300pa-
xenustx MPT [16]. CoracHo nanasiM H. Markus u coasr. [17],
cneuuduyHocts O6uoncuu koxu npu CADASIL coctaBisieT
100% (T. e. BBIsIBIICHUE TPaHYIISIPHBIX OCMUOGMUITBHBIX BKITIOUE-
HUI M IPYTUX XapaKTepPHBIX M3MEHEHMI MEJIKUX apTepuii 10C-
TOBEPHO IMOATBEPKIAET AMArHO3), HO MPU 3TOM UYyBCTBUTEIb-
HOCTb JJAaHHOM MpOLEeAYphl He TpeBbiiiacT 45%.

CaMbIM paHHUM CHMMIITOMOM 3a4acTylo SIBJISIETCSI MUTPe-
HO3Has1 00Jb. TUMUYHBIE TMPUCTYIIBI MUTPEHU BO3HUKAIOT Ha
TpeTbeM nmecsituietun Xu3Hu B 30—75% ciaydaeB CADASIL.
MurpeHo3Hast 3puTenbHas WIM CEHCOPHasl aypa B CTPYKType
npuctyna murpeHu Ha6momaercs y 80—90% mauneHTOB
¢ CADASIL [18, 19]. Heiipodusunonorniaeckoit OCHOBOI MUT-
peHosHoit 6o mpu CADASIL cuutaercs peHOMEH KOPKOBOIA
NeTIPecCcrr, P KOTOPOM BOJIHA CUHXPOHU3UPOBAHHOU JIETTO-
JIIpU3ay MeMOpaH HEPOHOB, PAaCIIPOCTPAHSIIONIASICS IO KO-
pe TOJIOBHOTO MO3ra, CMEHSIETCS MOAABJIEHUEM HEWPOHAIbHON
aktuBHOCTH [20]. [Tpu 3TOM NEepBOHAYaIbHOE TOBBILLICHUE pe-
TMOHAPHOTO KPOBOCHAOXKEHMSI CMEHSIETCSI PAa3BUTUEM TUIIOMNEP-
Gy3um, Kotopasi, OJHAKO, He JOCTUTAET CTeneHu uiemMuu [21].
Bo3MoxHO, 4TO MUTpEeHO3Hasl aypa CBsI3aHa C MHULIMALIUEH 3a-
IIUTHBIX MEXaHU3MOB HIIEMUYECKOTO MPEKOHIULIMOHUPOBA-
Hus [22]. [Tonaraiot, 4TO HOIMIIETITUBHBIN TIENTU, CBSI3aHHBIN
¢ reHoM KanpuToHnHa (CGRP), MoxeT ObITh OMTHUM 13 (haK-
TOPOB, CITOCOOCTBYIOIINX W3MEHEHUSIM MO3TOBOTO KPOBOTOKA
[23]. HMK (TpaH3uTOpHbBIE UILIEMUYECKNE aTaKU U TTOBTOPHbIN
MW, yame mo TuUmy JIaKyHapHOTO WMHCYJIbTa) HaOJI0daloTCs
y 60—85% mnarmenToB |7, 24]. KOorHUTMBHBIE pacCTpOCTBA pa3-
JIMYHOM CTEIeHM BBIPAXKEHHOCTH BO3HMKAIOT B 50—60% cityya-
eB. [laTTepH KOrHUTHUBHBIX HApYLUEHWI TIPEACTABIEH Hapylle-
HUEM PETYISITOPHBIX, UCIIOTHUTENbHbBIX GYHKIHUI, MJIaHUPOBA-
HUSI, CHUXKEHUEM CKOPOCTU MCUXUYECKUX MTPOLIECCOB U MaMsi-
™ [25]. ITpu 5TOM 1O0CTATOUHO COXPaHHOM OCTAETCS CEMaHTU -
yeckasl MamsiTh, HeXapakTepHO pa3Butue ada3uu, arHO3Uu
u anpakcuu. CTPYKTypHOI OCHOBOI KOTHUTUBHBIX HapyIIeHU
SIBJISIETCSI TIOpaXKeHMe OeJIOTO BEIecTBa MOJyIIapuii TOJIOBHOTO
MO3ra, Hapyllaollee ero MHTeTPaTUBHYIO NesITeIbHOCTh, a He
JakyHapHble HGapKTeL. OO 3TOM CBUIETETLCTBYET UX MOSIBIIEC-
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Hue 1o pa3sutusg HMK. Ha no3nHux craausix 3a6oJieBaHus pas-
BUBAIOTCS IEMEHIIMS TIOAKOPKOBOTO THUTIA, HAPYIIIEHUST TIOXOI-
KU, Hellep>KaHue MOYM, TICeBA00YIbOApHBI CUHIPOM, a TaKXe
aGeKTUBHbIC pacCTpoiCTBa (Yallle Mo TUIMY ACNpPeccuun JIMdo
OUITOJISIPHBIX paccTpoiicTs) [7, 26].

IlepBbie u3meHeHusi Ha MPT Bo3HUKalOT B Bo3pacTe
20—30 set. BecbMa xapakTepHbIMU HEHPOBU3yaIU3allMOHHBIMU
MpU3HAKaMu, BbIIBIsseMbIMU nipu MPT, sBISIOTCS: MHOXKECT-
BEHHBbIE JIaKyHapHbIe MHMAPKTH B 00JacTH 0a3alibHBIX siIep,
CTBOJIA MO3Ta M MO3XeuKa; OuaroBble U3MEHEHUS OEJIOro Belle-
CTBa, HaM0OOJIee YaCTO BCTPEUAIOIIMECS B TIEPEIHUX OTIETaX BU-
COYHBIX JIOJICH ¥ 00JTACTU HAPYKHBIX KaTlCyJl, HO TaKXKe OTIpee-
JIsieMble TIePUBEHTPUKYJISIPHO U CYOKOPTUKAIBHO, Tuddy3HbIe
U3MeHeHus 6eioro BellecTBa Mo3ra [27, 28]. JloctaToOuHO crie-
urduyHeiM MPT-nipusnakom CADASIL cuuTaercsi BoBieye-
HME TIepeIHero IMojca BUCOYHOU noiu. Bbosblioe 3HaueHUe
MpUIAETCSl TaKXKe HapacTalolleil 1Mo Mepe MpOorpecCUupoBaHUs
60se3Hu arpoduu mo3sra [29, 30]. V 25—69% nanueHToB B pe-
xume MPT T2* unu SWI o6HapyXuBaroTCss MUKPOKPOBOU3IIM-
STHMS, Yalle Bcero B Tajamycax [31—33].

B munotHom uccnenoBanuu E.D. Goldstein u coaBr. [23],
Bkmovaroniem 37 nmanmentoB ¢ CADASIL, mokazaHo, 4To y ma-
LIMEHTOB C MUTPEHBIO (N=25) TUIIEpUHTECHCUBHOCTb B IIEPEIHEM
TTOJTIOCE BUCOYHOM IOV ¥ BHYTPUMO3TOBBIE KPOBOMBIUSHHUS T10
naHHbIM M PT BBISBISLUTUCH peXe, UEM y MAIIUEHTOB 03 MUTpe-
HU (n=14).

B oredecTBeHHOI IUTEpATYpe €CTh EAMHUIHBIE TTyOIUKa-
1Y, nocBsieHHble caydasm cuHapoma CADASIL, noctoBep-
HO TMOATBEPKACHHBIM Ha MOJIEKYJISIPHO-T€HETUYECKOM YPOBHE
[34—36].

OCOOEHHOCTHIO KIMHUYECKOTO HaOTIOACHUS SIBJISIETCS
OTCYTCTBME Y TIalIMCHTa C TEHETUYECKH TTOATBEPKIEHHBIM CHH-
npomom CADASIL MurpeHu, a Takke KIMHUYECKU BbIpaskKeH-
HBIX KOTHUTUBHBIX U HEMPOTICUXWIECKUX HAPYIIICHUIA.

Kpome Toro, B mpeacTaBIeHHOM KIMHUYCCKOM CIIydae
y allMeHTa ¢ CaXapHbIM JUA0CTOM 2-TO TUIIA, TUarHOCTUPOBAH -
HBIM B MOJIOJIOM BO3pacTte, nepeHeciiero nopropHoe HMK, 0b1-
J10 06HapykeHo noBbIeHre ypoBHs KDK 1 n3meHeHne moka-
3aTeJield COOTHOILIEHUS JJaKTaT/MMpyBar 10 Harpy3ku u L-yak-
Tata mocjie Harpy3ku, 4To MnotpedoBano rnpoBeneHust audade-
PEHIIMATbHOI TMarHOCTUKU C MUTOXOHIPUATbHOM MaTOJIOTUEN,
B mepBylo ouepenb — ¢ cuHapomoM MELAS (Mitochondrial
Encephalomyopathy, Lactic Acidosis, Stroke-like episodes). On-
HaKoO XapaKTepHas HelpoBM3yaau3allMOHHasl KapTWHA, OTCYT-
CTBUE OPYTUX MPOSBICHUI, TUMTMYHBIX 1151 cuHapoMa MELAS,
U Pe3yJbTaThl TEHETUYECKOTO O0CIeIOBaHUS MO3BOJIWIM MC-
KJIIOUMTh JTaHHOe 3abosieBaHMe. MBI TIpearnojaraeM, 4To OIMM-
CaHHbIC M3MEHEHUS MOIJIM OBITh OOYCIOBJICHBI ITPOBOAUMON
TUTIOJIUTIAAEMUYECKON Teparueid U TMCMeTaboTNIeCKUMU Ha-
PYIICHUSIMU, CBSI3aHHBIMU C CaXapHbIM TUabeTOM.

3aknwvyenne

IIpuHuMasi BO BHUMaHHUE OTCYTCTBME Ha CETOMHSIIHUIA
neHb cneunduyeckoit repanuu cunapoma CADASIL, BaxkHeii-
1ee 3HaYyeHue B MPOrHO3e 3a00JIeBaHMs MMEIOT OCBEIOMJICH-
HOCTb CIELIMAIIMCTOB O TETEPOreHHOCTH €0 KITMHUUYECKHUX MPO-
SIBJIEHUI1, CBOEBpEMEHHasI IMarHOCTHKA, afeKBaTHasl poduia-
KTMYECKAsl Tepanusi ¥ KOPPEKLMS KOMOPOMIHOM IaTOJIOTUH,
IMHAMMYECKMI KOHTPOJIb 32 MOAU(pULMPYeMbIMU (pakTOpamMu
pHCKa, a TAaKXKe JICUCHHUE COITyTCTBYIOIINX KOTHUTUBHBIX U TICU -
XUYECKUX HapyIICHUA,
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