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HEPEBPAJIBHASA AYTOCOMHO-JOMUNHAHTHAS APTEPUOITATUA
C CYBKOPTUKAJIbHBIMU UH®APKTAMHU U JIEHKOSHIEDPAJIOIATHEN

(CADASIL): OB30P JIMTEPATYPbI

Maxapoe H.C., Mypagnesa 3.A., Cnupuoonosa C.B., /I[pyscununa O.A., 3yes B.B.

I'BOY BIIO CapaToBckuii TocyqapCTBeHHBI MeAUITUHCKHNA yHUBepcuTeT UM. B.W. PazymoBckoro Munsnpasa P®, 410012,

Caparos, Poccuiickas ®@eneparus

B cmamve npuseden 0630p numepamypul, NOC6AUEHHOU COBPEMEHHIM NPEOCMABIEHUAM O PEOKOM HACIEOCMBEHHOM 3a001e-
BAHUU — YePeOPATIbHOL aYMOCOMHO-OOMUHAHMHOU APMEPUONAMUU C CYOKOPMUKATbHBIMU UHDAPKMAMU U JlelKoIHYeparona-
mueti (CADASIL). Ilpeocmagnensvl céedeHus 0 eenemuieckux 0COOeHHOCmAX, namoenese, KIUHUYecKol Kapmune, Memooax
OUASHOCUKU OAHHO20 3a001e6aHUs, 0CODEHHOCAX KAUHUYECKO20 CKPUHUHEA NAYUEHMO8 Ol NOCIe0YIoue20 2eHemuU4ecko2o
obcnedosanus. Onucanvt smuuydeckue u 2enoepule ocobennocmu CADASIL. Crnosxcrnocms OuazHoCmuKy C8a3ama ¢ CyOKIuHU-
yeckum meueruem CADASIL 0o 40 nem, nonumopghuzmom e2o cumMnmomos, cxoxncecmuio ¢ OpyeUMu cocyOucmulMu 3a00nesa-
Huamu. Memoowl namozenemuyecku 000CHOBAHHO20 NeHeHUs, 3aMe0NAIUe20 NPOSPeCCUPOsanie 3a001e6anus, 8 HacMoSUULL
MOMEHIM OMCYMCmMEYIOm.

KnoueBble CI0BAa: yepebpaivHas aymoCcoMHO-OOMUHAHMHAS APMEPUONAMuUsi ¢ CYOKOPMUKATbHLIMU UHGAPKMAMU U
neuxosnyegpanonamuei; CADASIL; CADASIL wxana; een Notch 3; demenyus.
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The article presents literature review dedicated to the modern aspects of a rare hereditary disease — cerebral autosomal dominant
arteriopathy with subcortical infarcts and leukoencephalopathy (CADASIL). Data concerning genetic features, pathogenesis,
symptoms, methods of diagnosis of the disease, clinical screening of patients for further genetic testing are reviewed. Ethnic
and gender characteristics of CADASIL are presented. Challengers in diagnosis are associated with subclinical course of
CADASIL up to 40 years, polymorphism of symptoms, and its similarity to other vascular diseases. Pathogenetic treatment that
slows the progression of the disease currently is not available.
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IlepebpanbHasi ayTOCOMHO-JOMMHAHTHAsI apTepu-
omarusi ¢ CyOKOpPTUKaIbHBIMM MHMAPKTaMU U JIENIKO-
sunedanonarneit (CADASIL) siBnsieTcss HacnmencTBeH-
HBIM 3a007ieBaHMeM, 00YC/IIOBJIEHHBIM MYyTalueil TeHa
Notch 3 na 19-it xpomocome (mokyc 19 p 13.1). Bnepsbre
9T0 6071e3Hb Obla OIMCaHA B BUJE CAMOCTOATEIbHOI
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Ho3onmorn4yeckoit GopMer B 1993 . Kak repegutapHoe
3abojeBaHMe MENKUX IiepeOpasbHbIX COCYHOB, IIPO-
ABJIAIONLEeeCA KIMHUYECKU Y JIUI] CPEHETO BO3PacTa U
NpUBOJAILEee K MHBATUIHOCTY U fieMeHIN. Bo3MOXXHO,
ero >xe omucan B 1955 r. Ban borapt kak «6pIcTpo mpo-
rpeccupylomyo 60e3Hb brHCcBaHTepa y IByX cecrep».
B HacTOAmMII MOMEHT BO BCEM MMPE 3aperucTpupoBa-
Ho 607tee 500 cemert ¢ CADASIL. Yacrora ero Bcrpeya-
€MOCTH B Pa3HbIX CTPaHaX CyLIeCTBEHHO BapbUpyeT U
cocraBpiseT B cpepHeM 1 crydait Ha 100 000 HaceneHus
[1-3]. BoisAB/IeHMe MALMEHTOB, I10-BUAVIMOMY, 3aBUCKUT
OT OCBEJOMJICHHOCTY Bpadell, 4TO B/MsAET Ha JaHHbIE O
BcTpevaemoctu. Tak, B HloTnanguu coobujeno o 4-15
cmydasx 3aboneBaHyA Ha 100 000 HacenenyaA. Yacrora
CADASIL cocrainseT 2% ciny4yaeB TaKyHapHBIX MHpap-
KTOB C JIEIKOAPEO30M Y IALIMEHTOB MOJIOXKE 65 JIeT U
11% aHaZIOrMYHBIX C/TyYaeB Y MaLeHTOB MOIoXKe 50 j1eT
[4]. [Tns1 Hero xapaKTepHO M30/IMPOBAaHHOE TTOPaXKeHNe
COCYZIOB TOJIOBHOTO MO3Ta. BaxkHyo ponb B MaHMpecTa-
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nyy CADASIL, kak 1 [pyrux OpefuIeKIMOHHbIX 3a00-
JIeBaHMUIL, UTPAIOT COITYTCTBYIOLIME IPUOOpETeHHbIE 3a-
6oneBaHyA u (HaKTOphI BHEIIHeN cpefbl. BeposaTHoCTh
6ornee panHero kanHndeckoro ge6rora CADASIL u ero
rajIoNMPYIOIIEro MporpeccpoBaHys HANPSAMYIO CBA3a-
Ha C Ha/IM4MeM y nmanueHnTa GakTopoB pucka MHpapkra
MMOKapfia M MHCYynbTa [5-8]. Ilepuos oT epBbIX KIVMHM-
YEeCKMX NPOABIEHNI [JO TEPMUHAIBHOM CTafy COCTaB-
nsieT B cpenHeM 25 net [4].

Kimandeckn 6071e3Hb 4acTo f1eOI0TUPYET C MUTrpe-
HO3HBIX IPUCTYTOB B Bo3pacTe 20 net. [Jo 40 net, Kak
IpaBWIO, 0ObeKTMBHAS KIMHNYECKass CUMIITOMATHKa
OTCYTCTBYeT, OJHAaKO MOTYT OBITb BBISB/ICHBI Xapak-
TepHble IPU3HAKM JleMUeInHu3anuy no fanusiM MPT.
XpoHonornueckue pamku ot 20 10 40 j1eT c4UTAIOT IIep-
BBIM BO3PacTO3aBUCUMBIM NIEPUOAOM B pasButum 6o-
nesHu. Bropoii nepuop, ot 40 go 60 y1eT, XapaKTepusyeT-
Cs IOBTOPHBIMM MH(pAPKTaMU MO3Ta, TPAH3UTOPHBIMU
MIIEMUYECKNMI aTaKaMM, IICUXMYECKUMM PacCTpoli-
CTBaMI, KOTHUTUBHBIM CHIDKEHMEM, CTOMKOM 04aroBO
HEBPOJIOTMYECKOJ CMIITOMATUKOI ¥ (pOPMIUPOBAHNEM
BBIPQXEHHOTO JIefIKoapeo3a ¢ OOMIMPHBIMM O4araMiu B
MIO/II0CAX BYCOYHBIX JI07IeTt ¥ 6a3a/IbHbIX TaHITINAX. Tpe-
TUI Iepuof, nocie 60 eT, mporekaeT ¢ GOPMUPOBAHM-
eM rpy6oit gemenunu u audysHoI IeiiKosHLedano-
matuu [8, 9].

Or 20 mo 40% manyeHTOB MMEIT MUTPEHDb C aypOii,
4YTO B 5 pas yamle, 4yeM B nonynAnuu. Ilepswiit mpu-
CTYIl MUTPEHM BO3HMKAET Y HUX B BO3pacre OT 6 10 48
net. CpegHMIT BO3PACT >KEHIIMH Ipu Ae60Te MUTPeHN
COCTaBJIAET 26 JIeT, My>X4uH — 36 71eT. bonee paHHmi
BO3pacT fle0I0Ta MUTPEHM MMeeT CTATUCTUYECKU JO-
CTOBEPHYIO B3aMMOCBA3b C BBICOKOJ KOHIE€HTpaLVein
TOMOIVICTEMHA B CBIBOPOTKE KPOBU TaIieHToB [4]. [Tpn
CADASIL oTcyTcTByeT pasHMIIA 4acTOTbI BCTpedae-
MOCTY MUTPEHM y MY>KUMH U )KEHIIMH, TOIa KaK B IO-
Hy/IALUY 9acTOTa BCTPEYaeMOCTI MUTPEHM Y XKeHIIVH
0 MEHOIIay3bl JOCTOBEPHO BBIIIIE, YeM Y MY>K4uH [10].
MurpeHb JOCTOBEPHO peXXe BCTpedyaeTcsl y IpefcTaBu-
Teseit MOHTONIOMIHOM pacer [11].

TpaH3UTOPHBIMM MIIEMMYECKMMM aTaKaMU U MIIe-
MIYeCKMMY MHCYNIbTaMU CTpafaoT 60-85% manyeHToB
¢ CADASIL. Cpeguuit BO3pacT pasBUTHSA IepBOro Ta-
KOTO COOBITUA cocTaBasdeT 49 jer, IIpY 9TOM 3a4YacTYIO
y ManyeHTa OTCYTCTBYIOT TUIIMYHBbIE (PAKTOPBI PUCKA.
CuMnToMaTyKa IpU TaKMX MHCY/IbTaX BeCbMa CKyJHasd
U TPOSIB/SIETCS] HEOOBUIVM HEBPOIOTMYECKUM Jiedi-
LIUTOM B BUJE M30MMPOBAaHHBIX peYeBbIX, [BUTATENb-
HBIX MM MO3KEYKOBBIX CHMIITOMOB. bBONbIIMHCTBO
MAaIEHTOB UMENMN OT 2 A0 5 TaKUX SMMU30/I0B B TEYEHIE
HeCKO/bKMX JeT. IlocTeneHHO (GOpMUPYIOTCS CTOKME
HapyLIeHWs IOXOAKM M (PYHKIVM Ta30BBIX OPraHOB,
nceBoOynbOapHbiil mapamuy [4]. s Kopeiickoit mo-
OyIALNN NAMEeHTOB TUIIMYHBI BHYTpUYepeIHble Kpo-
BOM3NINAHNA, KOTOpbIe BCTpedaoTcsa y 12,3% mnanuen-
toB ¢ CADASIL [12].

OMOLMOHAIbHbIE HAPYIIEeHNA XapaKTepHbl 1A 20%
nanueHToB. [logassoniee GOMBIIMHCTBO CIy4aeB CO-
CTaBIIAET JIeNPeccus, OlHAKO BO3MOXKHbI I MaHMAKAJIb-
Hble nposApeHuA. Ha 6onee MO3THMX CTagMAX pas3Bu-
BaeTcA amaToabymdecknit cuagpoM (mo 40% cydaes),

KOTOPBII CTaTUCTUYECKY IOCTOBEPHO He B3aIMOCBA3aH
¢ mempeccueit [4].

B 10% ciy4aeB 60/1e3Hb 1e6I0TUPYET C M3OMMPOBAH-
HOTO KOTHUTMBHOTO CHIDKEHMS, OFHAKO II0 Mepe pas-
BUTHA 3a00/IeBaHNA BEPOATHOCTD Pa3BUTHA AeMEHIINN
y MalMeHTa IporpeccuBHO yBenmnuuBaercd. [lo 5-10%
MAIIEHTOB MMeEIT PefKo BCTpedaloluecsd KIMHu4Ye-
CKIe TPOABIEHNA: SMWIENTUYeCKNe IPUIIafKM, IHap-
KUHCOHM3M [4].

B M3y4eHHOI KUTAMCKON MOMY/IALNU OONTbHBIX NIPK
cpenHeM BospacTe 42,43 roja 4acToTa BCTPEYAEMOCTU
KIMHUYECKUX TIPOABJIEHUN Clefyoljas: TPaH3UTOP-
Has MIIeMMdecKas aTaKa WIM MIIEMUYeCKUI MHCY/IbT
62,5%, BHYTPMMO3roBO€ KpoBOusausAHue 25%, romo-
BOKpY>KeH1e 25%, murpenn 39,58%, nemenuusa 18,75%,
AMOLMOHANTbHOE paccTpoiicTBo 20,83% [13].

Heo6xoauMo ckasaTb, YTO pas3aMyHble IPOTPeaM-
€HTHBbIE HelpojereHepaTUBHbIE ¥ TepefUTapHbIE 3a-
6oneBaHMA HEPBHON CUCTEMBI MMEIOT O0LIye 3THOJIO-
TMYeCKIe, TTATOTeHeTUYECKE U KIMHNYECK/e HIOAHCHI.
OnHO M3 mpefCcTaB/IeHNII O TaToreHe3e 00Me3HN AJlb-
refiMepa IpeJIoiaraeT, YT0 BaXKHYIO PO/b B (QIHAIb-
HOJI '0eny HeJIPOHOB UIPAeT He TONbKO TOKCUYECKOe
HaKOIIJIeH/e aMIWIONJA B He[POHAX, HO 1 aMIIOUJTHOE
HOBpEX/IeHIe METKIX KPOBEHOCHBIX COCYZOB. Takum
o6pasoM, 1o 3T0i1 Bepcun 60/1e3Hb AblireiiMepa nme-
et cxomubiil matoreHes ¢ CADASIL, a cormoctaBnsas sTo
C TIOXOXKeN KIMHUYECKON KapTUHOI, C/IeflyeT TOBOPUTD
06 ob1HOCTY 9TNX 3a60eBanuii [14]. C myTanueit rena
Notch3 Ha 19-71 XpoMOCOMe TaK>Ke CBSI3bIBAIOT TaKOe 3a-
6oneBaHMe Kak KOHIIEHTpUYeckuii ckiepos3 bamo [15].
Y 5 nanuentos ¢ CADASIL, Hecymux myTanuio R1006C
B 9K30He 19 reHa Notch 3, IMarHOCTUPOBAH MeJIEHHO
NIPOrPeCcCUpPYOINI ITAPKUHCOHNU3M, PE3UCTEHTHBIN K
npenaparaM nesogonbl. CADASIL y Hux ornmdanca
MO3/IHMM HA4ajioM. Y 3TUX IalIMeHTOB BbIAB/IEHO 3Ha-
4)MOe CHIVDKeHNUe epQy3uy ToTOBHOTO MO3Ta IO JaH-
HBIM 0JJHO(OTOHHOII SMUCCHOHHOJ KOMIIBIOTEPHOI TO-
Mmorpaduu. Ilo-BUAMMOMY, CMHPOM IapKMHCOHM3MA
BcTpevaerca npu CADASIL He Tak y>X U pefiko, HO K/Iu-
HIYeCKM MaHN(eCTUpyeT OH JIMIIb Ha MO3[[Heil CTagnn
3aboneBanus [16].

Mopdonorndecknm cybcTpaToM 3a60IeBaHNs ABISA-
IOTCSl TeHEeTUYECK! eTepMMHIPOBaHHbIE [leTeHepalns
U YTOJILieHMe BC/Ie[CTBYE TPAHY/APHBIX OTIOKEHNUI B
[JIAIKOMBIIIEYHO 000/T0YKe MEJIKUX apTepuili MO3Ta,
MBIIII] ¥ KOXU, Beflylllee K CY)KeHIIO IIPOCBeTa cocyfa
(17, 18]. Myrarus nporenHkogupyiomiero rena Notch 3
B 19-11 XpoMocoMe ABIAETCA JOCTOBEPHOI IPUYMHON
HETIOTHOLIEHHOM PYHKIMM CIenupUYecKux TpaHCMeM-
OpaHHBIX PeLeNTOPOB, YYBCTBUTEIbHBIX K 34-K/IeTOou-
HBIM (pakTOpaM pocTa. TO IPUBOAUT K HAPYLICHNIO
TPOPUKM I/IafKOMBIIIEYHO! OOOMOYKM COCYHOB, Ha-
PYLICHMIO ayTOPEry/IAlun ee GPyHKIUN U B KOHEYHOM
uTore o6pasoBaHuIo rpanyAnuit. bomee 95% myTaumit
3TOTO TeHa ABJIAKTCA MUCCEHC-MYTallMAMY, Kacaloly-
Mucs nuctenHa [4]. 3aboneBanne KIMHNYIECKHU MIPOSIB-
JNIIeTCS Y HECKONbKMX WIEHOB CeMbl (2yTOCOMHO-JI0-
MMHAHTHBII TUII HaclefOBaHNA), HOBble CIIOHTAHHbIE
MyTalUN ABIAITCA ManoBepoATHbIMI. Hamdne b
OIHOTO 6O/IBHOTO B CeMbe CBUMETENbCTBYET O HEBBICO-
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IIkana CADASIL
[Ipuznaxu bamnbt
Murpens 1
MurpeHs ¢ aypoit 3
ITepeneceHHbIE TPAH3UTOPHBIE UIIEMUYECKUE 1
aTaKy WIN UHCYIIBT
Tpan3uTopHbIC UIIEMUYECKNE aTaKH UITH 2
HHCYJIBT B Bo3zpacte 10 50 jget
Ilcuxuueckue paccTpoiicTsa 1
KoruutuHoe cHuXeHHE 3
Jleiikosnnedanonarus (mo qanaeiM MPT) 3
JleiikosH1eanonarrs BUCOUHBIX JI0JIEH 1
JlelikosHuedanonarus BHyTpeHHEH KaIlCyIbl 5
CyOKopTUKaJIbHbIC HH(DAPKTHI 2
CaenieHns 0 OOJIE3HU €Ie B OHOM MTOKOJIECHHH 1
CaezieHus 0 OOJIE3HU eIle B ABYX MOKOJICHUAX 2
CymmMma 15 6annos
u Oonee —
CADASIL

KOJI NIEHeTPAaHTHOCT! TeHa MO0 OTCYTCTBUM IIOTTHOTO
obbeMa aHaMHeCTHYeCcKoit uHopmauuu. Bonpuimz-
ctBo MyTanuii B rene Notch 3 y manmenTos ¢ CADASIL
pacIiono>XeHbl B 9K30He 4, peke — B 9K30HaX 3, 5, 6 u
11. B HacTosuit MOMeHT nmeeTcst nHopmanus o 60-
nee 170 MyTauMaX, BbIAB/IEHHBIX Y IAIlIeHTOB Pa3HbIX
HanuoHanbHoCcTel [11]. B matepukoBom Kurae xapax-
tepHas s CADASIL myranua BcTpedaercs y 66,67%
MALVEHTOB ¢ TUIIMYHBIMY KIMHUYECKUMU NPOSIBIEHU-
amn [13].

Ilo maHHBIM WUTANBAHCKMX aBTOPOB, B Te4YeHUE
6-metHero HabmofeHus 3a 81 mpoOaHOM C KIMHMU-
geckoit kaptuHoit CADASIL 6bi1 mpoBefieH fuHaMu-
YeCKMII aHaaM3 KIMHUYECKON KapTUHBI, CEMENHOTO
aHaMHe3a 1 MPT, Ha OCHOBaHNMM KOTOPOTO BCEM MM
OBUIO [MAaTHOCTMPOBAaHO 3TO 3abosneBanue. OmHAKO
xapakTepHas Myranus Notch 3 reHa Obla BbIAB/ICHA
muib y 20% nanuenTos. [Ipu 3ToM HEKOTOpbIe Xapak-
TepHbIe KJIMHMYeCKe IPU3HAKH, TaK/e KAK MUTPEHb B
aHaMHe3e, PaHHME MHCY/IbTHI, JIeVIKO9HIe(danonaTus;,
u3MeHeHMe 06enoro BellecTBa IHepeHMX YacTell BMU-
COYHBIX JOJIeli, TaKyHapHble MH(APKTHI, JOCTOBEPHO
Yallle BCTPeYasich B IPYIINe Nal[MeHTOB, He MMEIOINX
XapaKTepHOJI TeHeTM4ecKoil MyTauum. Takum obpa-
30M, BBICOKa BcTpeyaeMocTb (penoxommit CADASIL,
KOTOpbIe, BO3MOXKHO, 00/1aJJal0T COOCTBEHHOI TeHeTH -
qecKoit crienunIHoCcThIo [19].

PerpocniekTuBHOe HabOmOfeHMe 3a OONMBIION IPYII-
moit nmanyeHToB (411 4enoBeK) ¢ JOMTOCPOYHBIM IIPO-
THO30M IPOAIO/DKUTEIBHOCTY JKU3HU U BBISICHEHUEM
NIpUYMH CMepTH II0Ka3ano: CpefHUIl BO3pacT IepBOTro
3MM30/]a MHCYIbTa cocTaBu 50,7 Tofja y My>K4uH 1 52,5
roza y xeHuyuH. Hecnoco6HOCTb X0AUTb 6€3 IIOCTOPOH-
HeJl IOMOIIM BO3SHMKIIA Y MY>KYMH B CPEJHEM BO3pacTe
58,9 ropa, y >keHmuH — 62,1 roga. CMepTh HaCTYIuU/IA B
Bo3spacre 64,6 rofa y Mmy>xunH u 70,7 roga y >K€HIIVH.
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Donee paHHAS CMepTh HOCTOBEPHO B3aMIMOCBSI3aHa C
pasHoBupHOCTBIO MyTanyy C117F a 6onee panumii fe-
OIOTHBIN MHCY/IBT Y PaHHAA 00€3BIKEHHOCTD — C pas-
HoBupiHOCTBIO MyTanyy C174Y. B ¢uuanpHOM cTagun
3aboneBaHMA 63% MALMEHTOB ObUIM NIPUKOBAHBI K IIO-
cremu. Ot mHeBMOHMM yMepnt 38% OO/NbHBIX, BHE3aIl-
Hasg CMepTb 3aperucTpupoBaHa B 26% HaOIOneHMIL,
cMepTb OT acukcun — B 12%. Takum o6pasom, Myx-
CKOJI TIO7T SIB/IsIeTCSl PaKTOPOM pUCKa paHHel 00e3Bu-
s)xeHHOCTH M cMmeptu npu CADASIL. 310kadecTBeH-
HOCTb Te4eHMs 3a00/ieBaHUs 3aBUCUT OT HEKOTOPBIX
0c06eHHOCTelT reHeTHYecKoi MyTauuu [20].

Kpurepusamu pmuarnoctuxu BeposstHoro CADASIL
ABJISAIOTCS: BO3PACT B flebroTe 3ab60/meBanmst Momoxe 50
JIeT; Hajm4due XOTsA Obl 2 M3 CNIeAYIOMMX KIMHUYECKUX
CYMIITOMOB: MHCY/IBTBI, MUTPEeHb, HapyIIeHNsI HaCTpPO-
eHMsl, CYOKOPTUKa/NbHas JIeMeHINsI; OTCYTCTBME COCY-
IOVCTBIX (PAaKTOPOB PUCKA, STUONOTMYECKU CBA3AHHBIX
C HEBPOJIOTMYECKVIMY IIPOSBICHMAIMY; OYEBUIHOCTD
HACJIeICTBEHHOIl ayTOCOMHO-IOMMHAHTHOII Iepefia-
411; MOpakeH1e 0enoro BellecTBa IOMYIIAPUIl TOMTOB-
HOTO MO3Ta M OTCYTCTBUE KOPTUKAIbHBIX MH(APKTOB
npu MPT. JIna ycraHOBNEHMA JOCTOBEPHOTO JMarHo-
32 HEOOXOIVMMBI COOTBETCTBIE KPUTEPUSIM BEPOSTHON
CADASIL u BpIAABNIEHME T€HETUYeCKO MyTalluM U/ UK
apTepHMOIATUN C XapaKTepPHBIMI IPAaHY/IIPHBIMU OCMMI-
OQWIbHBIMM BK/IIOYEHVSAMY NIPYM OMOIICUM KOXKU WU
MBIIIITBI.

Lenecoobpasno ObIIO cO3AaHIe KTMHIIECKOI 1IKa-
no1 CADASIL, Ha OCHOBaHMU KOTOPOJ MOXKHO ObLIO
ObI OCYIIECTB/IATh CKPMHVHT IALMEHTOB I IOCTIeRY-
IOIIEr0 IeHEeTUYEeCKOTO MCCIefoBaHusA (CM. Tabmuiy).
CosgaHHasA aBTOpaMy IIKaja II0Ka3aja YyBCTBUTEIIb-
HOCTbB 96,7% u cneuMQ)Mt{HOCTb 74,2%. OHa TO3BOJISAET
OTCesThb B IPOIlecce CKPMHMHTA MAIVIEHTOB C JPYyTUMU
cocyaucTeiMu 3aboneBanysmMu [21].

[lxanel, MCHONb3yeMble [l OLEHKM COCTOSHI
OONIBHBIX C COCYAVCTBIMU 3a00JIEBAaHVUAMY T'OIOBHOTO
Mo3ra, Takme Kak NIHSS u mxana PankuH, He sABAI0TCA
nHpopmatuBHbIMK 11 AyarHocTukyu CADASIL (cre-
ubuIHOCTH He Horee 33,3%) [22].

VMsmenennsa Ha MPT, a MMEeHHO MHOXECTBEHHbIE
oyary B 6e7loM BelecTBe (BK/II0Yas IIEPUBEHTPUKYIIAP-
Hble ¥ IOKCTPAKOPTUKA/bHBIE), €CTh y BCEX MAIVIEHTOB
crapuie 35 net. OTIMINTETBHBIMI OCOOEHHOCTSIMH SIB-
JISIIOTCSL CUMMETPUYHbIE O4yary B OO0JIaCTV Hapy>KHOI
KAIICy/Ibl, CEMIOBA/IbHOTO IIEHTpPa, BOBJICUEHNE B IIPO-
1ecc 6asa/JbHBIX OTZE/IOB U IIO/II0COB BUCOYHBIX JJONIE,
mnpdysHOe BoBIeUeHMEe 6e/10To BellecTBa, OTCYTCTBHUE
04YaroB B CTBOJIE, MO3O/IUICTOM Tejle U HepUBEHTPUKY-
JISIPBIX OBOMIHBIX o4yaroB [17, 23]. Tunnyna Taxxe ge-
MUeNMMHU3AIVA TajaMyca M B IPOeKLuyu OasajbHBIX
raHrnMeB. XapaKTepHbl MHOXKeCTBEHHDbIE JIaKyHapHbIe
MHQAPKTHI, KOTOPbIEe JTOKAIN3YIOTCS CYOKOPTUKAIBHO,
B 06a3a/IpHBIX TAHIJIVSIX ¥ CTBOJIE TOTIOBHOTO Mo3ra. Ya-
CTO BCTPEYAIOTCS TOYeYHble KPOBOM3NMUAHUA B Oeroe
BelecTBO (B 25-69% Habmromennit) Ha (oHe [eMue-
JMHU3ALUY, 0COOEHHO Y IMAIVIEHTOB C apTepMaTbHOI
runepToHnei. ATpodus BeliecTBa TOMTOBHOIO MO3ra
OBICTPO MPOTrPecCUPYeT y BCEX NMAIMEHTOB 1 aCCOLVIN-
pyeTcs ¢ 06beMOM JTaKyHAPHBIX 04aros [4].



NEKLMS

B cTpyKTYypy AMAarHOCTMYECKOTO aIrOpUTMa JOJIXK-
HBl 00513aTe/IbHO BXOAUTD TaKue CIenuduyeckue Me-
TOJIbI, KaK BBbIABJICHME XapakTepHoil MyTauuu Notch 3
C IOMOIIBIO T€HETNYECKOTO aHa/IM3a 1 OMOICKs KOXU
IUIS BBLAB/ICHNA 903VHO(UIbHBIX TpaHy/eM (TpaHyJap-
Hasg ocMmoduiabHaa cybcranuysa — GOM) B cocymax
KOXU. Tak, B KUTACKOI MOMY/IALMU Pe3y/IbTaThl 61O~
CUV KOXXU IMATHOCTUYECKY 3HAYMMBI B 66,67% ci1ydaeB
[13]. Hpyrre MeToppl MapakIMHUYECKUX MCCIEROBaA-
HUI, TaKle KaK Y/IbTPa3BYKOBOE CKaHUPOBAHME COCY-
IOB, 37IeKTpoHelipoMuorpadusi, odpTaabMOIOrnIecKoe
UCCIefloBaHMe, He TIPUBEIN K MOTy4YeHUI0 KaKoil-1mmbo
AMATHOCTIYECKY 3HAYMMOV MHPOPMAIINN.

VYcranosnenue pauarHosa CADASIL npepncrasiser
OIlpefieNieHHble CTIOKHOCTH I IPAaKTUKYOIUX Bpa-
yeit. [laxke Ipy HaIM4NM XapaKTePHBIX KIMHNYIECKUX U
TOMOTpadYecKX NPU3HAKOB 3TN OOTbHbIE HAXOATCA
1oj;, Hab/MoleHIeM CBOVIX Bpadeil ¢ J1arHo3aMI: XPOHU-
Jeckas MIIeMus FOJIOBHOTO MO3Ta, 6oe3Hb buHcBaHTre-
Pa, PacCesHHBIN CKIepO3.

Takum 06pa3om, HECMOTPs Ha YPE3BBIYANHYIO Pefi-
kocTb CADASIL (ero pacnpocTpaHeHHOCTb COCTABIIAET
1 ciyyait Ha 100 000 HaceneHus), ClaefyeT AyMaTh O Ha-
JINYMY TOBOJIBHO OOJIBIION IPYIIIIBI AIMIEHTOB, Y KOTO-
PBIX 00JIE3Hb MAaCKMPYeTCs IOf APYTYe HO30/IOTMYeCKye
¢dbopmsl [1-3]. CIO)XHOCTD AMATHOCTYUKY CBI3aHa TAKXKe
¢ cyoxmandyeckuM tedenneM CADASIL fo 40 net, kor-
ia 60/1e3Hb BBIAB/IACTCA CIY4YailHO, U MOMUMOP(PU3MOM
ee cuMnToMoB. K coxaneHnio, MeTOfbl IIaTOTeHeTH-
4ecKyt 0OOCHOBAHHOTO JIEUEHMsA, 3aMeJIAIOLIEro Ipo-
rpeccupoBaHue 3a00/eBaHNsA, B HACTOSIUII MOMEHT
OTCYTCTBYIOT. MUTPEeHO3HbIe HMPUCTYIBI B CTPYKTYpe
00J1e3HM C/IefyeT JIeYNTD 10 UMEIOLIEIICs CTaHIapPTHOM
cxeMe (KpoMe CepOTOHVMHEPIMYECKNX CPECTB), a IMO-
I[IOHA/IbHBIE PACCTPONICTBA — € IIOMOIIBIO AHTUTEIIpec-
canToB. ONNUCaHBI CAy4ay 3aMeIeHNs MPOrpeccupo-
BaHVA KOTHUTMBHOTO CHVDKEHNSA Ha (OHE NPYMEHEHV
MHIMONTOPA XONMMHACTEpasbl JOHEINe3NIa, IpYMeHse-
MOTO 151 TedeHus 0onesHu Anblreiimepa [24].
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