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CADASIL i uepebpaAbHO BEHO3HA AHrioMa.
KAiHIYHMI BUNOAOK TA OFASIA AiTEpATYpPU

[MPEeACTABAEHO OrAsIA HAYKOBOI AITEPATYPU TA OMUC KAIHIYHOMO BUMAAKY MOEAHOHOI APTEPIAABHOT TO BEHO3HOI
LiepebpOBACKYASIPHOI MATOAOT T — LepebpaAbHOI OBTOCOMHO-AOMIHAHTHOI apTepionarTii 3 NiAKIPKOBMM iHGAPKTAMM
n nemkoeHuedpanonarieto (CADASIL) i BeHo3HOT aHriomm Mo3ky. CADASIL HOAEXNTb A0 PIAKICHMX 3CXBOPKOBOHb HEP-
BOBOI CUCTEMW, OAE BOAHOYAC € HAMMOLUMPEHILLOK MOHOMEHHOK QHTIOMATIEIO FTOAOBHOTO MO3KY, LLLO MPW3BOAUTL AQ
PAHHBOTO BUHMKHEHHSI TOCTPWX | XPOHIYHUX PO3ACAIB MO3KOBOTO KPOBOOBIrY. BUCBITAEHO CYYACHI MOTASIAM HO eniaemio-
AOTiO, eTionaToreHes, KAIHIKy, AIArHOCTUKY TA MEHEAKMEHT 303HAYEHOI NATOAOTII. [TpeACTABAEHI OHOBAEHI AQHI LLLOAO
MNOLLUMPEHOCTI TMNOBUX | ATMNOBKX MyTaUY reHa NOTCHS3, 3HOYEHHST HAOKOMUYEHHS B CYAMHHIN CTIHLLi 3MIHEHUX BIAKIB AAS
PO3BUTKY CEAEKTMBHOI BA3OKOHCTPUKLLT TO! IHLLIMX €TaniB KACKAAY MOTOAOTMYHUX CYAMHHMX MOPYLUEHb, O TAKOX LLOAO
POAI NEpPUUUTIB Y PO3BUTKY FEHETUYHO AETEPMIHOBAHOI BOCKYAONATIi. HOBEAEHO PE3YABTATU AOCAIAKEHD KOPEASITUBHINX
3B’ 513KiB Mi>K BOPIGHTAMK MyTALii reHa NOTCHS3 T KAIHIYHOKO KOPTUHOK 30XBOPIOBAHHS, O TAKOX OHAAI3 OCOBAMBOCTEN
reHotuny 1 deHotrny B naujeHTiB i3 CADASIL y pisHux perioHox. MNpoBepAeHO PETPOCNEKTUBHUA OHOAI3 CTOHOBAEH-
HS CYYACHNX KAIHIYHMX KpuTepiis CADASIL, sKi MOKOTb BUCOKY YYTAMBICTb i crieumdidHiCTb Ta 3a6e3MneuytoTb LUBUAKAM
CKPWHIHFOBUM BiAGID NALIEHTIB AAS TEHETUYHOIO TECTYBAHHS 3 METOKD OCTATOYHOI BepUdIKaLji AlArHO3y. BUKOPUCTAHHS
KAIHIYHUX KPUTEPIIB 1K AIOTHOCTUYHOIO IHCTPYMEHTA MOKA3AHO HA MPUKAGAI BAOCHOTO KAIHIMHOTO CMOCTEPEKEHHSI.
OnMMCAHO EBOAIOLLIKO TEPAMNEBTUYHUX MIAXOAIB | BTOPVHHOI MPODIACKTUKM CYAVHHUX YPOYKEHDb BEAMKOTO MO3KY 30 HOSIB-
HocTi CADASIL.

Katouosi caosa: CADASIL, LepebpaAbHO GBTOCOMHO-AOMIHAHTHO ApTERIONATis, MiAKIPKOBI IHGAPKTN, AeVKOEH-
uedpanonaris, NOTCH3, LepebpaAbHO BEHO3HA QHMOMA, MEPULAT, MIAKIPKOBA CYAUHHA AEMEHLLS.

epebpanbHa aBTOCOMHO-AOMiHAHTHa apTepio- MNopyweHb MO3KOBOr0 KpoBooGiry. Tak, y 75 % Bu-
LIll'IaTiﬂ 3 MigKipKoBUMK iHMapKTaMK Ta NenKko- nagakiB giarHoctoBaHoi CADASIL MOBTOPHI iHCYNbTK
eHuedanonatieto (CADASIL) HanexuTb A0 pigKicHMX abo TpPaH3UTOPHI iwemivyHi ataku (TIA) BMHWKaIOTb,
3aXBOpPOBaHb HEPBOBOI CUCTEMM, ane Le Haunowu- novunHaroudn 3 40—50 pokie. HassHictb CADASIL
peHilla MOHOreHHa BacKynonatisd rofloBHOro MO3KYy, aCOLETbCH 3i CTaTUCTUYHO 3HAYYLLMM CKOPOYEHHAM
o acouitoetbcst 3 1—5 % BuNagKiB iHCYNbTy [1, 2, TPUBANOCTI XUTTA XBOPWUX MOPIBHAHO i3 3arajibHOO
58]. Bigomo, wo nicna 65 pokie 80 % nauieHTiB i3  nonynauieto [16]. Tomy B CBIiTOBIM niTepaTtypi B OCTaH-
LliEl0 reHEeTUYHO AETEPMIHOBAHOLO aHrionaTielo MaloTb  Hi JAecaTupiyysa 36epiraeTbcs iHTEpec A0 Liei naTono-
NneBHi HEBPOMOTiYHI MOPYLIEHHS, SKi BNAMBalOTb Ha  Tii, ane nulie OKPeMi npali BUCBITNIOIOTb Cy4aCHWUM
SIKICTb IXHbOIO XWTTS Ta POAMHHI CTOCYHKM [60]. 3a ge- ctaH npobnemun CADASIL y BiTYHU3HSAHKUX NiTepaTypHUX
AKUMW JaHUMU, LepebpanbHUIM KPOBOTIK Y XBOPUX Ha  axepenax [1, 2].
CADASIL moxe 3HMKyBaTUCA Ha 6 % NpoTAromM Kox- Possutok CADASIL noB’a3ytoTb i3 NaToNoriyHnmMm
HMX [BOX POKiB CMOCTEPEXKEHHS, WO MOSICHIOE Yac- BapiaHTamu reHa NOTCH3 Ha xpomocomi 19p13.12,
TO PaHHE BMHUKHEHHS ilWEMIYHMX BOTHUL i TOCTPUX  SKUK KOAYE BENUKMM TpaHCMeMOpaHHWMA peLenTtop
[33, 34, 37, 55]. NOTCH3 cknaga€eTtbcs i3 33 eK30-
HiB, ane 61n3bko 98 % cnaakoBux abo cnopagnuyHux

CTaTTSl HOAIMWAG A0 peaaKuii 16 BepecHs 2024 p. i oni . i
IO MOMAHATO A Ay 28 X081 2004 p. MyTaLin Big6yBalTbCA B eK30Hax 2—25, AKi KoayoTb
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34 nocnigoBHOCTI, NOAIGHI A0 enigepmanbHOro dakTo-
pa pocTty (EGFR), Ha no3aKniTMHHOMY AOMeHi [46, 58].
Y 6inbwocTti Bunagkie CADASIL BusaBAsAOTb MiceHce-
myTaLii reHa NOTCH3 (HuHi BigoMo noHaa 280) y no-
3aKNITMHHOMY AOMEHI, SKi NPM3BOASTb A0 HaLJULIKY
LMCTEIHY B MEXax NeBHOro A0OMeHy TpaHCMeMObpaH-
Horo 6iflKa, WO 3MiHIOE MOro TPETUHHY CTPYKTYpy Ta
dyHKuUit0 [35].

OcTaHHIMK poKamu 3po6eHO cnpobu BU3HAYUTH
BMJIMB BWAOY MyTaLii Ha KiHIYHI BMABM Ta nepeoéir
3axBoptoBaHHsA [18, 26]. Tak, J.W. Rutten Ta cniBaBT.
BUABWU/IM KOPENSALLIIO MiXK r€HOTUNOM i GEeHOTUMNOM Y
xBopux Ha CADASIL 3aneHo Bif NONOXEHHS MyTaLii
B300BX 34 gomeHis EGFR. BignoBigHo o peaynbra-
TiB LIbOro JoCNigXeHHs B 0oci6 3 1—6 naTonoriyHMmMm
BapiaHTaMn EGFR cnocTtepiraetbCcst pO3BUTOK iHCY/b-
Ty Ha 12 poKiB paHille, 6ifiblle BOrHUL ypaxeHHs Ha
MarHiTHO-pPe30HaHCHWX TOMOrpamMax rosloBHOro MO3Ky
Ta HUXKYi MOKA3HUKM BUXKMBAHHS NMOPIBHAHO 3 BUNaj-
KaMu HasiBHOCTI MyTauin B 7—34-my gomeHi EGFR
[46]. Y pewTn (2—5 %) nauieHTtiB possuTok CADASIL
NnoB’A3yI0Tb i3 TaK 3BaHUMW aTUMOBUMWU MyTaLiiMK
(3i 36€epeKeHHaIM HOopManbHOI KiNbKOCTI LMCTEIHY,
rOMO3UIOTHA, HYyNbOBa MyTalif Ta 3MiHW iHWKWX aco-
LinoBaHux rexis) [1, 36]. Y. Cao Ta cniBaBT. NpoBenu
nopiBHsNbHUM aHani3 deHotuny CADASIL, acouiro-
BaHOro 3 TUMMOBMMW M aTUNOBUMWU MyTaLisiMU reHa
NOTCH3. 3a gaHumu npo 298 BMNaaKiB MyTalin reHa
NOTCH3, wo 36epiratoTb LIMCTEIH, LWASXOM KIiHiKO-
HenpoBi3yani3aLinHOro NopiBHAHHS BUSBIEHO BULLY
4acTOTy KOTHITUBHMX MOPYLIEHb i LiepebpanbHUX MiK-
POKPOBOBU/IMBIB, MEHLLE YpaxKeHHs 6ifoi pevyoBUHU
B NepeaHbONOIOCHMX AiNSHKaX CKPOHEBOI YacTKM Ta
30BHILLIHIN Kancyni nopiBHAHO 3 BusgBamun CADASIL y
pasi TunoBmx mytauin reHa NOTCH3 [10].

Hu3ka pocnigeHb OCTaHHIX POKiB MPUCBSYEHi
BMBYEHHIO 0COG/IMBOCTEN TEHOTMNY Ta PEHOTUNy B
nonynsiLisx OKPeMux perioHie €sponu, Asii Ta Ame-
puKK [41, 61]. YCTaHOBNEHO, L0 B a3iCbKUX KpaiHax
yacTille BUABNAOTb MyTauii reHis R544C i R607C,
a NaLiEHTU CXWNbHIWI A0 uepebpanbHUX ileMiYHUX
ypaXKeHb Ta KOrHiTuBHmx po3nagis [30, 35]. B oci6 eB-
POMNeoigHOI pacu YacTille TpanasioTbes MyTalii reHiB
R1006C i R141C, a B KNiHi4YHIM KapTWUHi 30e6inbLlIoro
CrnocTepiraTbCa HanaauM MirpeHi Ta HerWponCUXiyHi
nopyuweHHs [41]. Y rpeubKi nonynsiuii BUSBAEHO NO-
LUMPEHICTb MyTaLin reHiB R169C i R182C 3 nopi6Hic-
TIO KNiHiYHOI cumnTomaTMkn CADASIL go maHidecTa-
LiT XBOpO6M B iHLIMX EBPONENCLKMX KpaiHax [43].

CneundiyHo natonoriyHo o3Hakoto CADASIL,
3a JaHMMU eNIEKTPOHHO-MiIKPOCKOMIYHOIr0 AOC/IIKEH-
HSl, € BiAKNAAEHHS rpaHynsapHUX OCMIODIiNbHUX BKIIO-
YeHb i nosakniTmHHoro gomeHy NOTCH3 ycepenuHi
abo nopsig i3 6a3anbHO MEMOpPaAHOI0 rageHbKMUX
M’I30BMX KIITUH Ta NepuumTiB. BBaxaeTbcs, WO Ui
HaKOMWYEeHHS NaTo/IoriYHO 3MiHEHMX BINKIiB Migcunto-
IOTb YYTAMBICTb CYAMHHOI CTiIHKWM [0 a@HrioTEH3MuHY I,
MPOBOKYYN CENEKTUBHY CUCTEMHY MiKPOCYAWHHY Ba-
30KOHCTPUKLIID, @ TaKOX EKCNpecito konareny | tuny

WNSXOM aKTuBaLlii nepeaadi curHanie TpaHchopmy-
BaJibHOro daKropa pocty-f. Kackag HactynHux naTo-
NOMYHUX CYAMHHMX 3MiH — L& MNOLIKOAXKEHHS eHAoTe-
Nito, NiABULWEHHSA NPOHMUKHOCTI remaToeHuedaniyHoro
6ap’epa, NOTOBLEHHSA CYAMHHUX CTIHOK YHacniJoK
BCOTYBaHHA Nna3mMaTUyHUX GINKiB i nponidepadii
KOMMOHEHTIB 6a3aNbHOI MeM6paHu. PO3BUTOK riani-
HOBOI AereHepadii Ta ¢i6po3y apTepion NPU3BOAUTb
[0 3BYXXEHHSI iXHbOrO MPOCBITY i, K HACNiAOK, A0
BMHUKHEHHA Nepdy3inHUX Ta MIiKPOLMPKYIATOPHUX
posnagiB, 34e6inbworo B 6iNii pe4oBMHI FONOBHOMO
MO3Ky [11, 51, 57]. Lli natoreHeTn4Hi mexaHiaMu no-
SICHIOIOTb 0COBAMBY YyTNMBICTb NauieHTiB i3 CADASIL
[0 MiABULLEHHA CUCTEMHOrO apTtepianbHOro TUCKY,
O YacTile Npu3BoAUTb A0 PO3BUTKY SK ilUEMIYHMX,
TaK i remopariyHux MopylleHb MO3KOBOI0 KPOBO-
06iry, HiXX y XBOpMX 3 apTepianbHOW TiNepTeHsieto
6e3 cnaakoBoi aptepionartii [25, 29, 37]. binbLwicTb
naLjieHTiB, OKPiM FeHETUYHO AEeTepMiHOBaHOI naTo-
norii, MalTb TPaAMULIMHI YAHHUKW PUBKUKY iHCYNbTY,
BMMB Ha AKi MOXe MIHATU KJiHIYHY MaHidpecTalito Ta
nporpecyBaHHs LiepebpoBacKyNsapHUX NopyLleHb [24,
33]. Tak, HegaBHiM NPOCNEKTUBHUIM aHani3 y KoropTi 3
555 nauieHTiB i3 CADASIL npoaemMoHCTpyBaB cyTTEBE
3HUKEHHS PU3UKY PO3BUTKY IHCYNbTY Ta AeMeHLii
B 0OCi0, 9Ki BiAMOBMAKUCS Bid KypiHHA TiOTOHY [49].
Lle cBia4MTb Npo AOLiIbHICTbL CyBOPILLIOrO AOTPUMAH-
HS1 PEKOMEH1aLLiM WoA40 NePBUHHOT Ta BTOPUHHOI NPO-
@inaKTUKKU iHcynbTy 3a HasBHocTi CADASIL wnaxom
BMAMBY Ha MOro MoandiKoBaHi NPeanKTopu.

TunoBi KNiHiyHi BB CADASIL 3Hanwnu Bigo6pa-
EHHSA B aKpoHimi [28, 39, 42]. Orngaa nitepatypu ne-
PEKOHIMBO AEMOHCTPYE AOMiHYBaHHS MirpeHi, HeMpo-
ncuxiaTpU4HMX 3MiH (Po3najiB HacCTPOo, NOBEIHKKU Ta
KOTHILii 3 NporpecyBaHHsAM A0 NiAKIPKOBOI AeMEHLLT),
noBTOPHKX TIA, NaKyHapHUX iHPapKTIB, eninenTUYHnX
HanaaiB y KNiHIYHIN MaHipecTaL,ii xBopobu [6, 7, 27].
HoBum nowToBxom ans gocnigxeHHa CADASIL ctana
enigemis KopoHaBipycHoi xBopo6u 2019 i 36inbLieH-
HS1 KiNbKOCTI CyAMHHMX Noain Ha ii i [3, 12, 52].

CADASIL TpannsieTbca B 0Ci6 060X cTater 3 Man-
e 0JHaKOBOI 4acToTol (Big 2 A0 5 BMMNaAKIiB Ha
100 TrC.) HE3ANEXHO BiA PacoBOi NPUHANEKHOCTI Ta
reorpadivyHoOro perioHy. Y nitepatypi npeacraBieHi
BUNaAKWM PaHHbOi MaHidecTauii Liei cnaakoBoi Le-
pebpanbHoi apTepionatii B 4ONOBIKIB [2], Xo4a Ae6ioT
3axBoptoBaHHA 40 50-piyHOro BiKy BBaXa€TbCs Xa-
pPaKTEPHIWMM Ans NaLieHTIB XiHo4voi cTaTi [57]. MeTa-
aHanis, nposegeHunn L. Jiménez-Sanchez Ta cnisaBr.,
i3 3any4eHHaIM 4 CUCTEMHWUX OrnsaaiB nitepatypu 3
Liei TeMaTUKK, BMSIBUB CTAaTUCTUYHO 3Hauyllle nepe-
BaKaHHSA MOMIPHUX | TAXKKUX BUSIBIB 3aXBOPIOBaHHS B
0ci6 YonoBiyoi cTaTi [26].

Ha aymKy 6araTbOXx HayKOBLB, 3aXBOPIOBAHHS
4yacTo He [iarHOCTyeTbCs abo TPUBaNo HenpaBUbHO
[iarHoCTyeTbCH, TOMy cnpaBxHsA Yactota CADASIL y
3aranbHin nonynsuii Moxe 6yTu 6inbLioto [31, 55]. Bi-
[IOMO, LLIO 30/10TUM CTaHaapToMm AiarHocTnkn CADASIL
€ pocnigeHHsa reHa NOTCH3 B nokyci 19p13, ane
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TabaAanya 1
OHOBA€EHI iINOHCbKI KpuTepii CADASIL (i. Mizuta et al.) (38)

Kputepii
Bik noyaTKy: KniHi4Hi cMMNTOMM @60 yparKeHHs 6Ginoi pevoBMHKM 3'ABASAIOTLCS Y Billi A0 55 pokKiB.
KniHiYHi BUSIBU: HAsIBHICTb LLLOHAMMEHLLIE ABOX i3 HACTYMHUX O3HAaK:
a) Cy6KOpTUKasIbHa AEMEHLLISl, 03HaKW yparKeHHs AOBIMX WNsAXiB abo nceBaobynbbapHuii Napaniy;
©0) iHCYNbTONOAIGHI eni3on 3 BOrHULLEBUM HEBPOJIOTIYHUM fediunToMm;
B) pO3naAn HacTpolo;
KniHiyHi r) MirpeHb.
ABTOCOMHO-OMIHAHTHUM TUN YCNaaKyBaHHS.
HelpoBi3yanizauis: ypaxeHHs 6i10i pe4oBMHM, WO OXOMNJIIOTb NEPEAHbOCKPOHEBI AiNAHKM, BUSIBAEHI Ha
MarHiTHO-pPe30HaHCHUX Ta KOMMN'IOTEPHMX TOMOrpamax.
3anepeyeHHs iHWKX MPUYNH YparKeHHs 6ifoi pe4oBUHM (aapeHonenkoancTpodis, metaxpomaTuyHa
nemkoancTpodisa Towo)
MyTtauii reHa NOTCH3, nokanisoBaHi B ek30Hax 2—24, W0 Npu3BoaaTb 40 BTpaTH abo 36inblUEHHS
FeHeTHYHI 3a/1LLKIB LI,VI(.:Te'I'I-.Iy B aneHi, nogiGHomy 0o eniuepman_pHoro.q)aKTopa pocw.
Bunaaku BapiaHTiB, SKi He 36epiratoTb 3aULLKK LUCTEIHY, CiJ PETENbHO OLiHIOBaTK 3a JONOMOro
6ioncii WwKipy abo gocnimxeHb cerperadwii
HasiBHicTb rpaHynsipHoro ocmiodinbHoro matepiany (GOM), BUSBNEHOIO 3a AOMNOMOIO0 €1EKTPOHHOI
MatonoriyHi MiKpOCKonii, € KNto4oBo 03HaKkot CADASIL. ImyHoricToximiyHe dapbyBaHHS NO3aKNITUHHOIO JOMEHY

NOTCH3 TaKoX € KOPUCHUM

Ta6Aampuyga 2

lpaaauia AoctosipHocTi AiarHo3sy CADASIL 30 OHOBA€HUMM INOHCbKUMU KpUTepisMmu

(i. Mizuta Ta cnieasr.) (38)

KaTteropis Kputepii

gXBf;THMM KniHiyHi KpuTepii.

[eHeTW4YHi Ta/a60o naTonorivHi Kputepii

YparkeHHs1 6inoi pe4oBMHU 3a AaHUMM MarHiTHO-pe30HaHCHOI abo KoMN'toTepHoi Tomorpadii.

ImoBipHuit CADASIL  BignoBigatoTb KAiHIYHMM KpuTepiam 1—5

HasBHicTb aHOManbHUX ypaxeHb 6inoi pe4oBuHu (Fazekas grade > 2)

i LWWOHaMMeHLLE OAMWH i3 TaKMX KpUTEpIiB:

Moxnusuin CADASIL - Bik < 55 pOKIB.

= LloHariMeHLwe 01H i3 CUMMATOMIB KAiHIYHUX KpUTEPIiB 2

BiAMOBa MayieHTIB HEPIAKO 3yMOBJ/IEHA BUCOKOIO Bap-
TICTIO AOCNIAXKEHHS Ta BiACYTHICTIO TapreTHoi Tepanii,
wo notpebyBano 6 BepudiKauii giarHo3y. 3 iHWOro
6GOKy, NPMBOAOM 151 NpoBeAeHHs edeKTUBHOI reHe-
TUYHOI [iarHOCTUKK € PETENbHUIN CKPUHIHT NaLLiEHTIB,
IO NOTpebye 06i3HAHOCTI NiKapiB i3 KMiHIYHUMWU KpU-
TEPIAMU FeHEeTUYHO AeTepMiHOBaHUX GOpM XBOPOOGHU
Manux CyauH.

Mepwa cnpoba PoO3pPO6KU KIiHIYHOT OLIHKK pK-
3uKy HasiBHocTi CADASIL 6yna 3po6neHa P. Davous
y 1998 p. [15]. 3anponoHOBaHWM METO BU3HA4Y€EH-
HA MMOBIPHOCTI 3axBOPIOBaHHA nepeadayaB aHani3
pesynbraTiB KiiHIYHOro, HenpoBi3yanisauinHoro, re-
HeanoriYyHoOro Ta reHeTUYHOro AOCHIAMKEHb (xo4ya 3a-
CTOCYBaHHSI OCTAHHbOIO He BBaasloCb 060B’'A3KO-
BMM). HyTIMBICTb AiarHOCTUKM 3a LMMU KPUTEPIAMU HE
3a40BOJIbHANA GaratbOX HayKOBLiB, OCKIibKWU FPyH-
TyBanacs Ha 060B’I3KOBOMY CiMEMHOMY aHaMHe3i Ta
aBTOCOMHO-IOMiHAHTHOMY TUMi ycnagKyBaHHS, L0 He
BpaxoByBaso BMMNaKIB criopagnyHmx MmyTauin. OKpim
TOro, 3rigHo 3 UMMWU KpUTepiamu He 6panncb [0 yBaru

2024, N°4

naHi xBopux Ha CADASIL 3i cynyTHbOI cepLeBO-CyaNH-
HOIO MaTosOriel0 Ta TPaAULIMHUMKU HaBYTUMK NPeanK-
TOpaMu iHCYNbTY (apTepianbHa rinepTeHsis, aucninige-
Misl, LYKpOBMI aiabeT Toulo). HerpoBidyanizauinHum
Kputepiam 6paKyBano cneumdivyHOCTI WoAo NoKanisa-
LT ypaykeHb 6in0i pe4OBUHMN FOIOBHOTO MO3KY.

3 orngay Ha BusBNEHI obmexeHHs |. Mizuta Ta
cniBaBT. y 2017 p. 3anponoHyBann OHOBJIEHI KpUTepii
CADASIL (tabn. 1), SIKi FpyHTYIOTbCS Ha pe3ynbTatax A4o-
cnigxeHHsa 102 naujieHTiB i3 CADASIL, B 9KUX ineHTK-
dikoBaHo 40 miceHc-myTaLin reHa NOTCH3 B AnoHii.

HasaBHICTb TUX 4YM TUX KJiHIKO-NapaKiHiYHKX pe-
3yNbTaTiB 06CTEXEHHS XBOPUX A€ 3MOry BCTAHOBUTH
niarHo3 CADASIL i3 pi3HMM CTyrneHem OOCTOBipPHOCTI
(tabn. 2).

3a [gaHuMKM pPO3POOHUKIB, OHOBJIEHI SAMOHCLKI
KpuTepii MaloTb 4yTamnBicTb 97,3 % i cneundivHicTb
80,6 %, sKka 3HWMKyeETbCA A0 7,5 % y nmauieHTiB 3a
BiACYTHOCTI BUSIBNEHMX MyTaLin. OgHaK cami aBTopM
BKa3dyBanM Ha Te, WO Li KpUTepii CTBOPEHi WNaxom
aHanisy pesynbraTiB 0OCTEXEHHS NULIE AMOHCbKMUX
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Ta6bAaumuyuga 3
Lkana CADASIL (F. Pescini Ta cniBaBT.) (44)

ban

MirpeHb

MirpeHb 3 aypoto

TIA/iHCynbT

TIA/iHcynbT < 50 pokis

McuxiaTpuyHi posnagm

KOrHiTMBHE 3HUKEHHS /1eMeHLis

W WL NP W R

IenkoeHuedanonartis

JlenKkoeHuedanonarTis, Wo NOLWMPIOETLCS A0 CKPOHEBOTO

1
nontoca
JlerikoeHuedanonaris, Wo NOWMPIOETLCS Ha 30BHILLIHIO 5
Kancyny
MigKipkoBi iHpapKTH 2
CimeWHa icTopisi NpUHaMMHiI B 0LHOMY MOKOJiHHI 1
CimewHa ictopia* npuHaWMHi B ABOX MOKOJIHHSAX 2

Mpumitka. * MpuHaiMHi 1 i3 THNoBUX NopyLLEHb (FOI0BHMI 6islb,
TIA/iHCYNbT, 3HUKEHHS KOTHITUBHUX QYHKLIN, NCUXIYHI MOPYLLEHHS).

nauieHTiB i3 CADASIL, wo 3 ornsay Ha BUSIBAEHI Bia-
MiHHOCTI reHoTMNY Ta GEHOTUNY 3axXBOPIOBaHHS B Pi3-
HUX perioHax CBiTy NOTpebye noaanblUnX AOCNIIXKEHb.

KniHiyHe 3acTocyBaHHSA SIK MPOCTUM | JOCUTb TOY-
HUM IHCTPYMEHT KiHIYHOr0o CKPUHIHTY 3HaNLLINa TaKOX
wKana CADASIL, ynpoBamkeHa B 2012 poui F. Pescini
Ta cniBaBrT. [44] (tabn. 3). CymapHa ouiHKa 15—25 6a-
NiB CBiA4YNTb Ha KOPUCTb KANiHiYHOro giarHo3y CADASIL
i € niactaBolo AN NPU3HAYEHHS FTEeHETUYHOro TecTy-
BaHHA. [iarHoctnka CADASIL 3a ui€lo WKanow Mae
YyTAnBICTb 96,7 % i cneuundivHictb 74,2 %.

[AndepeHLinHy aiarHoCTMKy NpoBoAATb 3 6arato-
BOMHULLEBUM ilUEMIYHUM YpPaXKEHHAM MO3KY Ha Ti
rinepkoarynsuii, MELAS, nigKipKoBolO apTepiockie-
POTUYHOIO eHLiedanonartieto, BacKynitaMun, XBopoboto
OpPiGHUX cyauH, acouinoBaHoi 3 COL4A1, HTRAZ,
KaTerncuH A acouinoBaHo apTepionarieto 3 iHCyNbTa-
MK Ta nemkoeHuedanonarieto (CARASAL), xBopo6oto
CneKTpa onTuKkoMienity [13, 34].

MeHemKMEHT BUMAAKIB ilIEMIYHOrO iHCYNbTY W
TIA Ha tni CADASIL npoBoasiTb 3rigHO 3 MiXKHapoa-
HUMK PEKOMEHJALIAMWN NiKyBaHHS Ta NpodinakTnuKu
iHCYNbTY. Y KOHCEHCYCHUX peKomeHaaLisx €Esponen-
CbKoi akagemii HeBponorii 2020 poKy 3a3HayeHo,
Lo TPOMOONI3NC HE pPEKOMEeHAOBaHWW Yy pasi na-
KyHapHOro iHcynsty B nauieHTiB i3 CADASIL [32].
PekomeHpauii €BponencbKoi opraHisauii iHCYnbTy
(ESO, 2021) He MIcTATb NEPEKOHNMBUX AOKaA3iB Mpo-
TV BHYTPILUHBOBEHHOIO TPOMOONI3UCY Y BUMAKY ner-
KuX iHcynbTiB, xo4a CADASIL y HUX He 3ragyeTbes [9].
OnucaHi B nitepaTypi N'aTb BMNAAKiB TPOMOOSI3UCY
Yy XBOPUX Ha FOCTPUM ilLEMIYHUIM iHCYNbT i3 Bepudi-
KoBaHnM CADASIL He cynpoBomKyBanaucs remopa-
FNMYHUMM YCKNAAHEHHAMW Ta Manu OOPUIN KNiHIYHWUA

HacnifoK, WO BKa3ye Ha AOUiNbHICTb NoAanblInX
cnocTepexeHs [45].

S. Xiao Ta cniBaBT. NOBIAOMUAKX MPO KAiHIYHUN
BMMNAAOK BEJIMKOBOTHULIEBOrO LiepebpanbHOro iH-
dapKTy, CNIPUYMHEHOTO OKJTIO3IED B APYrOMY CErMEHTI
NiBOi cepeaHbOi MO3KOBOI apTepii, AKMIN BUHUK Ye-
pes3 4 mic nicna BCTaHOBMEHHA 52-piYHOMY NaLiEHTY
niarHo3y CADASIL. Tlicns OuiHKM KOPUCTI Ta puU3K-
Ky XBopoMy 6yfna npoBefeHa BHYTPillHbOYepenHa
CyAMHHa TpoMOEKTOoMia Ta 6GaNoHHa AunatauinHa
aHrionnactMka, noTiMm — TPUMiCcA4YHa MOABiIMHA aH-
TMarperaHTHa Tepanisi 3 HacTyMHMM MEepPexoaoM Ha
3aCcTOCYyBaHHSA OAHOrO0 aHTUTPOMOOLMTApPHOro 3aco-
6y. lMicna nikyBaHHS 3apeecTpoBaHO 3MEHLIEHHS He-
BposioriyHoro gediunty 3 6 0o 2 6aniB 3a WKanow
NIHSS Ta BigcyTHICTb remopariyHux ycKkiagHeHb 3a
JaHWMK KOMMN't0oTepHOi ToMorpadii ronoBHOro MO3Ky
B AuHamiui [54].

J. Muppa Ta cniBaBT. y peTpoCcneKTMBHOMY AOCNiA-
EHHi 455 BnnagKiB npoaemMoHCTpyBanmn 6e3neyHum
npodinb 3acTOCYyBaHHA aHTUArperaHTiB WOAO0 remMo-
paridyHux ycknagHeHb y xsopux Ha CADASIL [40]. MNpo
6€e3MeyHiCTb BUKOPUCTAHHSA aHTUTPOMOOLMTAPHOI
Tepanii 3a HasBHocTi CADASIL noBigomMnsinM TaKoX
iHWIi gocnigHWKK [21]. 3acTocyBaHHS aHTUKOArynsHTIB
Ma€ 3acTepeeHHs 6iNblIOoCTi AOCNIAHMKIB 3 orngay
Ha NOTEHLiMHE 36iNblUEHHS PU3UKY iHTPaKpaHianb-
HOrO KPOBOBW/IMBY, ane € aKTyalbHUM 3a HasaBHOCTI
KapaioemMO0/iYHUX NPeanKTopiB, LLO NOTPeBYE OLLIHKK
KOPUCTI Ta PU3UKY B KOXHOMY Bunagky [49]. Bro-
PUHHaA MpodiNakTUKa LWASAXOM KOHTPOJ CYAMHHUX
YUHHUKIB PU3UKY IHCYNbTY, TaKMX SK apTepianbHa
rinepTeHsia, giabeT, rinepxofiecTepuHemis, rinepro-
MOLIMCTEIHEMIN Ta KYPiHHSA, 3aNULIAETbCA HaPIXKHUM
KameHeM MeHemKMeHTY nauieHTis i3 CADASIL [56].

Ha aymKy 6inblUOCTi AOCNIAHWKIB, rOCTpi Hanagu
MirpeHi cnig nikysatu 3a 3BM4YanHUMK cxemamu [20,
22, 59]. [esiKi 3acTepexXeHHs LWoa0 HeaouibHOCTI Ta
He6e3MNeYHOCTi 3aCTOCYBaHHA TPUMNTAHIB Y XBOPUX Ha
CADASIL 3 ornsagy Ha Ba30KOHCTPUKTOPHI MexaHiamu
naTtoreHe3y 3axBOPIOBAHHS He 3HAX0AATb AOCTATHbLOI
NiATPMMKU. HU3Ka HegaBHO MpoBedeHuX BUMPOOGY-
BaHb HE BWSABWUN CYTTEBOrO 306iNblUEHHSA HEBPOJIO-
riYHoro aediuunTy Ta PUSMKY IHCYNbLTY Ha TNi NpUrnomy
TpunTaHiB 3a HasgBHocTi CADASIL.

HeMpoKOrHITMBHI Ta NCUXIiYHI po3nagn € NoKasaH-
HAM AN CMOCTEPEXEHHA B MNcuxiaTpa 4M Mncuxote-
paneBTa 3aleXHOo BiA CTyneHs iXHbOi BMPA3HOCTI.
LinecnpsimoBaHi gocniaeHHs edeKTUBHOCTI 3acTo-
CyBaHHS MNCUXOTPOMHMUX NpenapaTiB 0OMEXKEHI, xo4a
€ MOBIJAOMNEHHS NPO YCNillHi BUNaAKM 3acTOCYBaHHSA
iHFGITOPIB 3BOPOTHOIO 3aX0ONJ/IEHHSA CEPOTOHIHY B Na-
LLIEHTIB i3 AENPECUBHUMKU cUMMNTOMamu [2, 4].

KniHiYHUM BUnagoK

lMauieHTKa [1. BikoM 44 pokiB 6yna rocnitanizoBa-
Ha 3i CKapramu Ha Hy[oTy, FO/1I0BHUK Giflb, 3anamopo-
YEHHS, XUTKICTb NPW Xof4i, AKi BUHUKAK rocTpo. CtaH
NnaLuieHTKNM NOpPYyWNBCSA HanepeaoaHi BBeEYepi, Konu
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niaBULLMBCS apTepianbHUM TUCK Ao 180 mMM. pT. CT,
3’ABMBCS r0N0BHUKM 6inb. 10 MeanyHy gonomory Bij-
pa3dy He 3BepHynacb. JlMle HaCTyMmHOro AHS, KOAu
POAMYI NOMITUAN Y XBOPOi 3MiHY NOBEAIHKM, YMOBINb-
HEHY peaKLito Ha MOBHIi 3BepTaHHS, 6yna BUK/IMKaHa
6puraga eKCTpeHoi Men4HOoi JONMOMOrH.

O6’EKTMBHO Ha MOMEHT rocnitanisauii: 3aranabHui
CTaH cepeaHboi TAXKOCTI. LLUKipHI NOKPMBK YNUCTI, Ha-
6psikn BiAcyTHI. MepudepunyHi nimdatuyHi By31n He
36inblueHi. TemnepaTtypa Tina 36,6 °C, nynbc 88 ya./xs,
PUTMIYHUIK, apTepianbHUM TUCK —125/80 MM pT. CT,,
anxaHHa 18/xB, caTypauia 95 %. [AnxaHHS BeE3UKY-
NSPHE, TOHU cepus PUTMIYHI, 3BY4YHI. KnBIT 6€360/ic-
HWI Nig Yac Nanbnauii, NeviHka 6ina Kpato pebepHoi
[yrn, cenesiHka He nanbnyeTbes, cumnTom [lacTtep-
HaLbKOro HeratTMBHUM 3 060X BOKIB.

HeBponoriyHni cTaTyc: CBiAIOMICTb SICHa, 3a LKa-
noto Kom asro — 15 6anis, opieHTOBaHa B 4aci,
NPOCTOPiI Ta BRacHiM ocobucTocTi. MeHiHreanbHi
O3HaKW BiAcyTHi. MoBa He nopylleHa, ane Ha NUTaH-
HSl BignoBiga€ i3 3aTPUMKOIO, BiA3HAYAETbCHA KOTHi-
TUBHE 3HMKEHHS (MoHpeanbCbKUIM KOTHITUBHUIA TECT
(MOCA) — 30/23 6anu), yTpyaHEHHS BiATBOPEHHS
CKNTaIHUX CUHTAKCUYHNX KOHCTPYKLIiN, 3HUKEHHS KO-
POTKOYaCHOI Nam’aTi, NpuragyBaHHa M aBCTPAKTHOIO
MUCNEHHSA. OYHI WiWHK Ta 3iHMLI CUMETPUYHI, cepea-
HbOro po3mipy. O6’em pyxiB OYHMX AGNYK MOBHWN.
KoHBepreHuia 36epexeHa. Hictarm ropnsoHTaabHuUm
[PiIGHOPO3rOHUCTUI Yy KpPaWHiX BiABEOEHHAX OYHWX
A6nyK. 06nunyya cumetpuyHe. KoBTaHHS, doHauiqa
He nopyleHi. MMoTKoBMK | NigHEBIHHMK pedneKcH
36epexeHi. TecT Ha aucdarito HeratTuBHUW. HA3KK
no cepeaHin nidii. Cuna m’A3iB KiHUIBOK 5/5 6ani..
M’a30BMI TOHYC 36eperKeHunin. AHi3opedneKcis 3 pyK
Ta Hir S > D. MaTonoriyHi cTonHi pedneKkcu BiacyTHI.
YyTaMBuxX po3nagiB He BusaBNeHo. KoopauHaTopHi
Npo6u BUKOHYE 3 NIEFKUM MMUMOMNONaAaHHAM Yy NiBUX
KiHUiBKax. Y no3i Pomb6epra He3Ha4yHe NOXUTYBaHHS.
OyYHKLiI0 Ta30BMUX OpraHiB KoHTpontoe. OuiHKa 3a
wrKanoto NIHSS — 2 6anu, MoandiKOBaHOO LLIKasIo0
PeHkiHa — 1 6an, iHaeKkc baptena — 80 6anis, 3a
WwKanot bpangeHa — 19 6anis.

3aranbHui aHania KpoBi: remornobiH — 152 r/n,
eputpoumntn — 4,78 - 10*2/n, nenkountn — 8,9 - 10°/n,
€03MHOINNn — 2 %, nannykosigepHi — 4 %, cerMeH-
TosaaepHi — 74 %, nimoountn — 18 %, MOHOLUTU —
2 %, TpomboumTM — 219 - 10°/n, LUOE — 13 mm/roa.

bioxiMiYyHMI aHani3 KpoBi: MOKO3a B KPOBi —
5,8 MmMonb/n, ce4oBuHa — 2,7 MMOAb/N, 3arasib-
HUW BinipybiH — 12,7 MKMOSb/N, KpeaTUHiH —
77 MKMONb /N, anaHiHamiHoTpaHchepasa — 15 0a/n,
acnapTtatamiHoTpaHcdepada — 14 Op/n, xonecte-
puH — 5,1 mmonb/n.

EneKktponitn Kposi: HaTpin — 137 mMMonb/n, Ka-
niv — 4,2 mmonb/n, xnop — 98 MMosb /1.

Koarynorpama: npotpoM6iHOBMI iHAEKC — 108 %,
¢ibpmHoreH — 2,99 r/n.

Tectn Ha RW Ta BIJ1-iHdeKuito HeratmBHi.

AHania cedi B Mexax HOpMM.

2024, N°4

Puc. 1. MPT ronoBHOro Mo3ky nawieHtkum 1. MP-kapTiHaQ
BOrHMLLQ roCTPOI ilueMii B npaBivi CKPOHEBIV YOCTL
Ha DWI (cTpinka)

EneKTpokapaiorpama: puUTM CWHYCHUW, perynsap-
HWI, CUHYCOBa TaxiKapais.

PeHTreHorpadia opraHiB rpyaHoi NOPOXHUHU: 6e3
naTtonoriYyHmMx 3miH.

3a JaHMMKW MarHiTHO-pe3oHaHcHOoi Tomorpadii
(MPT) ronoBHOro Mo3Ky BusiBnieHo MP-KapTUHY BOrHK-
L@ rocTpoi ilemii B NpaBii CKPOHEBIN YacTui (puc. 1),
nepeHeceHnx nakyHapHUX iHOapKTIB Y TOOHMX, TIM'AHUX
i CKPOHEBMX YacTKax, MPOEKLLT 6a3anbHuX saep B 060X
NiBKYNSIX FOSIOBHOrO MO3KY (pUC. 2), 03HAaKN BEHO3HOI
aHriomu npaBoi 106HOI YacTKK (puc. 3).

3 ornagy Ha BiK nauieHTKn go 50 pokis, BigcyT-
HiCTb TpaAuLUiMHUX HaBYyTUX MNPEAMKTOPIB Lepebpo-
BaCKyNspHOI naTtonorii, a TakKoX ABOGIYHI (MalxKe
CUMETPUYHI) MHOMXWHHI TiNEepPiHTEHCUBHI yparKeHHS
6inoi pevyoBMHM i3 3any4eHHIM nepeaHbOCKPOHEBMX
JiNAHOK (NMOJIIOCU CKPOHEBO| YacTKM) Ta NPOEKLLIT 30B-
HILWHBbOI Kancynu, a TaKoX YTOYHEHi aHaMHECTUYHI
[laHi Npo BUABNEHHS NOAIOHUX HEMPOBI3yani3aLinHUX
3MiH i HEBPOJIOTIYHMX MOPYLLIEHb Y 6aTbKa NaLiEHTKM
NpoOBeEHO aHani3 BiANOBIAHOCTI KiHIKO-NapaKiHiy-
HUX AaHWX AiarHOCTUYHUM KpUTepiam uepebpanbHoi
aBTOCOMHO-/IOMiHAHTHOI apTepionartii i3 cy6KopTu-
KanbHUMK iHbapKTaMn Ta nenKoeHuedanonartielo
(CADASIL). Ha OCHOBI KNiHI4YHOI KapTUHKU, XapaKTep-
HUX MPT-3MiH i JaHUX CiIMEMHOro aHaMHe3y OLjiHKa 3a
wranoto CADASIL 3a Kkputepiamu F. Pescini Ta cnis-
aBT. [44] cTtaHoBUNa 17 6anis. Bucoka MMOBIpPHICTb
CADASIL 3a KNiHIYHUMW KPUTEPIAMU € NMOKa3aHHAM
ANs NPOBEAEHHS TEeHETUYHOro OBCTEXEHHS ANS BU-
ABNeHHs MyTauin reHa NOTCH3 (metoa aHanidy no-
cnipoBHoCcTEM abo MOLYKY TFEHETUYHUX Aenelin Ta
aynnikauin). OgHak nauieHTKa BigMoBunach Bif reHe-
TUYHOIO TECTYBAHHSA Yepes3 Moro BUCOKY BapTiCTb.

MpoBeaeHo AMdEPEHLINHY AiarHOCTUKY 3 HU3KOLO
naTo/IoOriNn, MepeBaKHO CMEKTpa XBOPOOW APiGHUX
CY[IMH, MITOXOHApPiIaIbHUMK Ta IHWWMKU PiOKICHUMMK
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Puc. 2. O3HaKku
rnepeHeCceHx AQKYHQPHMX
IHOQPKTIB y GiAiVI PEYOBUHI
AOBHUX, TiM SIHUX

TQ CKPOHEBMX HOCTOK

i3 CYGKOPTUKAABHOK

TQ NEPUBEHTPUKYASIOHOKO
AOKQAI3aLjiErO B 060X
MIBKYASIX FTOAOBHOIO MO3KY
(y NpOoEKLji MPOMEHNCTOro
BiHLISI, 6A3AABHMX SIAEP,
BHYTPILUHBbOI TQ 30BHILLIHBOI
KQrcyam)

Puc. 3. MPT roAOBHOro
MO3KY. BeHO3HQ aHrioMa
rpQaBoi AOGHOI YQCTKM

HQ T1, T2-3BQXKEeHMX

i VEN BOLD 306paykeHHSsIX
(CTpIAKQ)

reHEeTUYHO OETEPMIHOBAHMMM 3axBOPIOBaHHAMKU. He-
3Ha4yHa TpuBanictb (1—2 POKKW) Ta KOHTPOSIbOBAHICTb
apTepianbHOi rinepTeHsii, BiACYTHICTb O3HaK arepo-
CKNIEPOTUYHOIO YparKeHHs LepebpasbHUX CyauH, MU-
rOTAMBOI apuTMii, LlYKpoBOro fiabeTty 3anepevyBanu
TPaAULUIMHUIA TEHE3 XPOHIYHMX OUCLIMPKYNSTOPHUX MO-
pYyLWEHb i NaKyHapHOro iHhapKTy. XapaKTepPUCTUKA HEW-
POKOIHITUBHOIO cTatycy Ta 3MmiHM Ha MPT ronoBHoro
MO3KY He 6y/1 TUMOBUMM AJ19 PaHHIX BUSBIB AEMEHLLIN
npu XBopoo6i AnbLirenmMepa, gemeHLii 3 Tinbusamu Jlesi,
a TaKOX BIACYTHICTb €HAOKpMHONaTIM 3anepedvyBa-
N1 AiarHo3 MiToxoHapianbHoi eHuedanonartii MELAS.
JKiHoya cTaTb i BiACYTHICTb MONIOPraHHOro ypaxeHHs
(cepust, HUPOK, OYEN, LLKIPW TOLLO) CBIAYMAN NMPO Bia-
CYTHICTb NI30COMHMX XBOPOO HAKOMWYEHHS, 30KpemMa
xBopobu dabpi. MNepebir 3axBOPIOBaAHHA Ta KIIiHIKO-
HenpoBidyanizauinHi gaHi He BignoBiganu Kputepiam
PO3CiIHOI0 CKIEPO3Y 1 XBOPOO CNEKTPA ONTUKOMIENITY.
lMpoBeneHo cTauioHapHe NiKyBaHHSA, WO nepea-
6a4ano aHTMarperaHTHy, rinOTEH3MBHY Ta CMMMTOMa-
TUYHY Tepanito. MauieHTKa BunucaHa 3i ctauioHapy 3
NoNiNwWeHHsM CTaHy: perpecyBanv 3arajibHOMO3KOBI
CUMNTOMM (FONOBHUK BiNb, 3aNamMopOYeHHs!, HyaoTa),
BiAHOBMNAcCH piBHOBAara tTa KOOpAMHAaLLif pyxiB.
OnucaHWn KNiHIYHMM BUNAAOK € NepliMm MoB.i-
fomneHHaMm npo noegHaHHsa CADASIL i3 BeHO3HOW

aHrioMOo Yy OOCTYMHUX HayKOBMX mKepenax. Y nite-
paTypi onucaHi noognHoki Bunagkn CADASIL 3a Ha-
ABHOCTI KaBepHO3HOi Manbdopmalii [8, 62] Ta xpo-
HiYHOI BEHO3HOI HegocTaTHOCTI [56]. PigKiCcHICTb Lux
3HaxiJoOK MOXe CBiAYMTN NPO BMMNAAKOBICTb NOEAHAH-
Hl apTepianbHOI Ta BEHO3HOI MNaTonorii rofo0BHOMO
MO3Ky. 3 iHWOro 60Ky, pe3ynbraTt¥ Cy4aCHUX naTo-
MopdonoriyHmx gocniaxeHo y xBopux Ha CADASIL
Janv nigcraBy NPUNYCTUTU MMOBIPHY MPOBIAHY PONb
NOLWKOMKEHHS abo AediuMTy NepuumnTiB y natoreHe-
3i 3axBoptoBaHHsa [23, 47]. JocnigHWKXU BBaaloTb,
WO KPUTUYHMM N5 PO3BUTKY LiepebpoBacKysapHUX
posnagis y pasi CADASIL € nartonoria nepuuuto-
eHpoTenianbHoi B3aemogii. lNopyweHHs Mikpoump-
KYNSTOPHOIrO pycna Ta CEKpeTopHa AUCPYHKLUIA ne-
PULIATIB MOXe NPU3BOAMTM OO MNOCTYNoOBOiI BTpaTH
HENPOHIB | MianbHUX KIITUH B ypameHuX OinsHKax
MO3Ky. [lepuunTapHa HeAOCTaTHICTb CNPUYMHSAE He
NINLLE 3HUXKEHHS TMPUTOKY KPOBi A0 KIITUH MOS3KY,
a " uepebpanbHy BEHO3HY HeAoCTaTHICTb, MPO Lo
MOXYTb CBiYMTU YaCTO HasiBHi PO3LWMUPEHHS MNepu-
BaCKyNsipHMX npoctopis BipxoBa—Pob6iHa y nauieH-
TiB i3 CADASIL. [eHeTMYHO aeTepMiHOBaHa naTonoris
NepuumTiB MPOAEMOHCTPOBAHA TaKOX Y PO3BUTKY
LepebpanbHUX KaBepHO3HWX Masnbdopmauin [14] i
apTepioBeHO3HUX Manbdopmauin [53]. Tomy BUnagKu
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NnoeaHaHoi apTepianbHO-BEHO3HOI NATONOrii Y XBOPKUX
Ha CADASIL, acouiioBaHoi 3 AUCOYHKLIED NepuLn-
TiB, MOXYTb BIOKPWUTU HOBiI MOX/IMBOCTI Y PO3YMIiHHI
naToreHe3y 3axBOPKBaHHS Ta CNpUATU pPo3pobLli B
Man6yTHbOMY BiANOBIAHOI TapreTHoi Tepanii [17, 50].

BUCHOBKHM

YnpoBagKeHHS B LIMPOKY KJIiHIYHY MPaKTUKY
cydacHux KputepiiB giarHo3dy CADASIL cnpusitume
NiABUWEHHIO SKOCTI AiarHOCTUKM Ta MOAIMWEHHO

KoHpniKTy iHTEPECIB HEMAE.
Yyactb aBTOPIB: KOHUEenNLis Ta au3anH — T. [1.;

MEHEIXKMEHTY XBOPUX i3 LLIE0 CNaJKOBO MOHOrMpe-
JMKTOPHOIO XBOPOBGOLO.

Mepe6ir CADASIL 9K HaWnoWMPEHiLIOi MOHOMeH-
HOI aHrionaTii MOXKe TaKOoX 3anexaTu Bif HAafABHOCTI
Ta MoANDIKOBAHOCTI CynyTHIX HecnaaKOBKUX MOJieTio-
NOriYHNX LepebpoBaCKyNspHMX po3nagis.

HeobxigHO NpoBeCcTU AOCNIMKEHHS KNiHIYHUX BU-
nagkiB noegHaHHa CADASIL i3 BEHO3HMMM aHOMani-
AMWU MO3KY 15 YTOYHEHHS iXHbOr0 NaTOreHeTUYHOro
B3aEMOB/IMBY.

Habip maTtepiany Ta HanucaHHs Tekety — A. 1., T. [1.; peaaryBaHHsa — T. /.
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Cadasil and cerebral venous angioma.
Clinical case and literature review

The article presents a review of scientific literature and a description of a clinical case of combined arterial
and venous cerebrovascular pathology — cerebral autosomal dominant arteriopathy with subcortical infarcts and
leukoencephalopathy (CADASIL) and venous brain angioma. CADASIL is a rare disease of the nervous system;
however, it is also the most common monogenic angiopathy of the brain, leading to the early onset of acute
and chronic cerebrovascular disorders. The work reflects modern views on epidemiology, efiopathogenesis, clinic,
diagnosis, and management of the described pathology. Updated data on the prevalence of typical and atypical
NOTCH3 gene mutations, the significance of the accumulation of pathologically altered proteins in the vascular wall
for the development of selective vasoconstriction and other stages of the cascade of pathological vascular disorders,
as well as the role of pericytes in the development of genetically determined vasculopathy are presented. The results
of studies of correlative relationships between NOTCH3 gene mutation variants and the clinical picture of the disease,
as well as analysis of genotype and phenotype features in patients with CADASIL in different regions of the world,
are shown. A retrospective analysis of modern CADASIL clinical criteria was conducted, showing high sensitivity and
specificity, facilitating rapid patient screening for genetic testing to confirm the diagnosis. The use of clinical criteria
as a diagnostic tool is shown in the example of our own clinical observation. The evolution of therapeutic approaches
and secondary prevention of cerelorovascular lesions in the presence of CADASIL is described.

Keywords: CADASIL, cerebral autosomal dominant arteriopathy, subcortical infarcts, leukoencephalopathy,
NOTCH3, cerebral venous angioma, pericyte, subcortical vascular.
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