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PE3IOME. IlepeOpajibHasi 60Jie3Hb MEJIKHX COCYI10B — TePMHMH, OTHOCSILIUICA K Pa3JMYHbIM NAaTOJIOrHYeCKUM C€O-
CTOSTHMSIM U MeXaHHU3MaM, KOTOPbIe NPHBOASIT K MOPaKEHHI0 MEJIKHX COCYI0B 0eJI0ro U Ceporo BeecTsa roJ10BHOI0 Mo3-
ra, IBJIsAsICh BAXKHOH MPHYMHON 0CTPOro HapylIeHHsl MO3r0BOr0 KPOBOOOpAIeHHUsl, PA3BHTHSI KOTHUTHBHBIX HApyIIeHU
U 0CJI0KHeHH aHTUTPOMOoTHYecKOif Tepanuu. CTaThs MocBsieHa pa3dopy AuddepeHINAILHOI0 IHarHO3a Hepedpalib-
HOIf aMUJIOW/IHOIf AaHTHONIATHH C APYTHMH BAPHAHTAMH 1epedpaJbHOii 60JIe3HH MeJIKHX COCYA0B HA MPHMepe KJINHHYECKO-
ro cay4as. [IpeacraBiena akTyajibHasa HHpopManus o0 OTAeJbLHBIX HO30/10rHsAX. M3/10:KeHbI HelipOBU3yaIH3allHOHHbIE
MapKepbl LiepedpaabHOIl AMHIIONIHON aHrHoNAaTHH. PaccMoOTpeHb] KIMHHYeCKHe MPOosiBIeHHs! 3a00/1eBaHUsA, B TOM YHCJIe
KOTHUTHBHBIe HapymieHus. OcBelleHa Po0JieMa NOCTAHOBKH JHAarHO3a y IaHHOIO NMAIlMeHTa.

KJIIOYEBBIE CJIOBA: nepedpaibnas 00/1€3Hb MeJIKHX COCYI0B; LepedpajibHasi aMUJIOUAHAS AHTHONATHS.

ABSTRACT. Cerebral disease of small vessels — a term referring to various pathological conditions and mechanisms
that lead to damage to small vessels of white and gray matter of the brain, being an important cause of acute cerebrovascular
accident, the development of cognitive impairment and complications of antithrombotic therapy. The article is devoted
to the analysis of the differential diagnosis of cerebral amyloid angiopathy with other variants of cerebral disease of
small vessels by the example of a clinical case. Is represented actual information on individual nosologies, Are described
neuroimaging markers of cerebral amyloid angiopathy. Are examined the clinical manifestations of diseases, including
cognitive impairment. Is highlighted the problem of making a diagnosis in this patient.

KEY WORDS: cerebral small vessel disease; cerebral amyloid angiopathy.

Cnucok cokpawgenuii BUTHSI KOTHUTHBHBIX HapyIIEHHH W OCIOXXHEHWH aHTH-
TpoMOOoTHYeCcKOl Tepanuu. B Hacrosiiee Bpems ocra-
eTcsl aKTyanbHOH TpyaHOocTh B u3ydeHuu LIBMC. Oto
CONPSDKEHO KaK C HEBO3MO)KHOCTBIO NPHKU3HEHHOM BHU-
3yaJM3alid MEJKUX MO3TOBBIX COCYJOB, TaKk U C Hpak-
THYECKH OECCHMITOMHBIM TE€UYEHHEM B Havaje 3adose-
BaHMs. 3a4acTyio oOpallieHHe NalMeHTOB C JaHHOM Ia-
TOJIOTHEHN K Bpayy MPOUCXOJUT HAMHOTO IMO3KE MEPBBIX
MPOSIBIICHHH, KaK U MOCTaHOBKa OCHOBHOIO IMarHo3a.
[MTox MenKMMHU cocyaMy MOHUMAIOT BCE COCYINUCTHIC
CTPYKTYpbI (Menkue nepdopupyroiiye aprepuu, apre-
PHOJIbI, KAalTUJIJIAPBI, BEHYJIBI U MECJIIKUEC BeHBI) pasMeEpomM
OT 5 MKM 110 2 MM, PacloJOKEHHBIE B BEIIECTBE TOJIOB-
HOTO MO3ra (TapeHXWMAaTO3HbIe) U CyOapaxHOUIaIbHOM
npocTpaHcTBe (JrenTomeHuHTeanbHee) [1]. Kmaccngu-

CADASIL — yepebpanvhas aymocomHo-0OMUHaHmMHas
apmepuonamusi ¢ CyOKOPMUKAAbHLIMU UHQAPKMaMU

u nelikosHyegharonamuel

MELAS — mumoxoHopuanbHas SHYeharomuonamusi

€ 1aKmam-ayuodo30mM u UHCYIbNMOn000OHBIMU SNUZ00aAMU
A/l — apmepuanvroe dagnenue

b® — bonesnv @abpu

bI]A — bpaxuoyepanvhvie apmepuu

I'B— cunepmonuueckas 60ne3nb

MPT— maehumno-pe3oHancHas momozspagus

OHMK — ocmpoe napyuienue M03206020 Kpo80oobpauenus
1[AA — yepebpanvras amuiouOHas aHeUOnamusi

LIEMC — yepebpanvhas 60ne3tb MEIKUX cocyoos

HepedpanbHas 60s1e3Hb MeTkux cocynos (HBMC)—
TCPMHUH, OTHOCS[HlHﬁCS{ K Pa3JIMYHBIM IaTOJIOT'MYCCKUM
COCTOSIHMSIM U MEXaHHM3MaM, KOTOpbIE HPHUBOAAT K IIO-
PaKEHUIO MEJKHX COCYJOB OEJIO0T0 M Ceporo BeElLIecTBa
TOJIOBHOTO MO3Tra, SIBJIASCH BaXKHON MPUYMHON OCTPOTro
HapymeHns Mo3roBoro kpoBoobpamenus (OHMK), pas-

KaIusl ¢ TOYKH 3peHus maToreHes3a noxpasaemnster IBMC
Ha 6 TumoB [1]: cmopangmueckas HeaMIIIOUTHAST MUKPO-
AHTHOTIATHA;, CIIOpaJndecKkasl M HacJeICTBEHHAs Iepe-
OpanpHas ammmougHas anrmomnarus (IIAA); Hacien-
ctBerHas LIBMC (miepebpaiibHasi ayTOCOMHO-JOMHUHAHT-
Has apTepUONATHS C CYOKOPTHKAIHHBIMH HH(pAPKTaMHU
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n neiikosHnedanonaruein (CADASIL), nepeGpanbhast
ayTOCOMHO-PELIECCHBHAA ~ apTepuonaTus ¢ CyOxop-
THKAJIbHBIMA HMH(ApPKTaMH | JIeHKO3HIIe(amonaTnei
(CARASIL), MuTOXOHApWANbHAS SHIE(PATOMHOIATH
C JIaKTaT-aI[iI030M M HHCYIIFTOIOOOHBIMHU IH301aMHI
(MELAS), 6one3uns @abpu (b®), HIEMC na dhore myTa-
un reaa COL4A1 u np.); BOCHanuTeNbHAs © HMMYHOO-
nocpenoBanHasi [IBMC; BeHO3HBII KOJIareHo3; qpyTue
BapHaHTEHI.

LepedpajibHasi aMUIOMIHASI AHTHOTIATHS

IlepeOpanbHast amuiIouaHass aHrHomarhs — 3a00-
JIeBaHHE, KOTOPOE XapaKTEpPH3yeTCsl OTIOKEHHeM Oe-
Ta-aMIJION/Ia B KOPKOBBIX M JIITOMEHUHI€AJIbHBIX ap-
TEepUAX CpeAHero W HeOompmoro kammbpa. Hdma [AA
XapaKTepHO OTJIOKEHHE B-aMMIION/a TOIBKO B apTEPHIX
MO3ra, B OTIMYUE OT CUCTEMHOrO ammioujo3a. Pasmu-
YaloT CIIOpaJMuecKue U HacieAcTBeHHbIe (hopmbl [TAA.
Crnopagnueckass [JAA — nHaubonee pacnpocTpaHeHHas
¢dopma, "acTo BCTpedaeTcs y MOXKHIIBIX JIfofed (rmocie
55 nmer) Kak ciydaifHas HaXojKa, a TaKXe IMAaIICHTOB
¢ OonesHbio Anblreiimepa [2].

Hacnencreennsie dopmbl LIAA cBsi3aHbl ¢ MyTalu-
SMHU B TeHaxX OeJKa Ipe/AlIeCTBeHHUKA OeTa-aMIIon/a,
a Takxe renax apyrux Oenkos (L{ucrarun C, TpaHcTH-
PETHH, TeNB30JIMH) U NEepefaloTcsl NMPEHMYIIECTBEHHO
M0 ayTOCOMHO-JIOMHHAHTHOMY THITy HaciemoBanus [3].
I'maBHOE MX OTIMYHUE OT CIIOPaTUUECcKOi (HOpPMbI — Ha-
4aJio B 0ojiee paHHEM BO3pacTe, OOBIYHO B CPEIHEM HJIH
no3gHeM cpenHeM. bonee Toro, naHubi Bug [IAA mo-
KET OBITh TAK)KE YaCThIO MYJIBTUCHCTEMHBIX (MJIM C TIpe-
MMYILECTBEHHBIM IOPaXKCHUEM LIEHTPAJIBHON HEPBHOMU
CHCTEMBI) TEHETHIECKUX 3a00JIeBaHUM.

OCHOBHBIM KJIMHHYECKHM mposiBieHueMm LIAA ciy-
KaT KPOBOM3IIMSHUS, KOTOPbIE B COOTBETCTBUH C U30U-
paTenbHBIM MTOPAKEHUEM apTepHid KOPbI M JIENTOMEHHH-
reanbHBIX apTEpHHi, Jallle BCEro BCTPEUAIOTCS JIo0apHoe,
KOPKOBOE€ WJIH KOPKOBOCYOKOPTHKaJIFHOE KPOBOHW3IIH-
SIHUSI, NHOTZIa OHU MOTYT JIOKQJIM30BaThCSI B MO3KEUKE.
Hepenko KpoBb B CBSI3U € TOBEPXHOCTHOM JIOKaTN3alueH
KPOBOM3JIMSHUN TIOMagaeT B cyOapaXxHOMAAIBHOE IIPO-
CTpaHCTBO. XapaKTepHOW 4epTOd KPOBOUBIUSHUN MHpU
HAA, oryaromux Ux 0T KpOBOU3IHUSHUNA NPU apTepH-
aNbHOI TMIEPTOHNH, SBISETCSA UX JIOKATU3alHs, CKIOH-
HOCTh K pelUINBaM MHO>X€CTBEHHOCTh [4]. Benencraue
MIIEMHYECKOTO OpaXkKeHHs 0esIoro BeIecTBa roJIOBHOTO
MO3ra, KITMHUYECKUM TposaBiaeHreM LA A sBnsgrorcs kor-
HUTHUBHBIE HapyIIEHUs PAa3HOW CTENEHU BBIPAXKEHHOCTH
[5], a Takke mpexonslIre OYaroBble HEBPOJIOTHUYECKHE
CHUMIITOMBHI [6].

Jo nenaBHero BpeMenu quarao3 [LIAA mor ObITh TO-
CTaBJICH TOJIBKO I10 Pe3yJibTaraM MaTtoMopQoIoruuecKkoro
uccienoBanus [7]. B HacTosiee BpeMs B IPHKU3HEHHOM
quarHoctuke LIAA Ooinbllioe 3Ha4Y€HHE MPUHAIIICKUT
MarHuTHO-pe3oHaHcHON Tomorpaduu (MPT). Haubosns-
IIyI0 YyBCTBUTEIHFHOCTh B BBISBICHUH HEOONBIINX KPO-
BOMNMUSAHUI nMmeeT pexuM T2-remo wiu T2 [8]. K Ha-
CTOSIIIEMY BPEMEHHM Ha OCHOBAaHMU MOP(OIOTrHYECKHX,
HEWPOBU3YaIM3aMOHHBIX U KITMHUYIECKUX UCCIIEIOBAaHUH

pazpaboransl MexxayHaponHsle (bocToHCKHME) KpuTepun
JrarHocTHKH LIA A, HaeKHOCTh KOTOPBIX MOATBEPXKACHA
maroMopdoIornIeckuMi UCcCIeOBaHUAMH [9].

HepebpajabHasi ayTOCOMHO-IOMHHAHTHAS apTepH-
onaTusi ¢ CyOKOPTHKAJILHBIMU HH(pAPKTAMHU U JeiiKo-
snnedanonarueii (CADASIL)

CADASIL mmn CADASIL1 (OMIM: 125310) — Ha-
CIIEZICTBEHHOE 3a00ieBaHre, OOYCIIOBIEHHOE MyTarneit
rera NOTCH3 (OMIM: 600276) B moxyce 19pl13.12,
KOTOpO€ XapaKTepU3yeTCsl TIOBTOPHBIMU HIIEMHICCKAMH
HWHCYJIETaMH TTOAKOPKOBOH JIOKAIM3AIAN, MUTPEHBIO C ay-
PO, CyOKOPTHUKAIIEHOH NemeHIuel, apQeKTHBHBIMU Ha-
PYLIEHHUSIMU B BUJE JAeripeccuu U TpeBoxkHocTH [10]. Ya-
CTOTa BCTPEUaEMOCTH 3a00JICBaHMS B PA3HBIX CTPaHaxX Cy-
IIIECTBEHHO BAPbUPYET M COCTABIISIET B CPEIHEM 2 Cirydast
Ha 100000 nacenenus [11]. B nocnennue rogpl BEILIEISIOT
CADASIL2 (OMIM: 616779), accorMupoBaHHYIO C Te-
HoM HTRA I c Goree mo3mHUM Bo3pacToM jiedrora [Al].

HavanpHBIMH KIIMHUYECKUMH TPOSIBJICHUSIMUA  00-
JIE3HU SIBJISIOTCSI MUTPEHO3HBIE NMPHUCTYNBI B BO3pacTe
20 ner. XpOHOIOTHYECKH Pa3BUTHE KIMHUYECKOM CHUM-
MITOMaTHKX MOXKHO Pa3lieinTh Ha Tpu nepuojaa: 1. ot 20
10 40 ner — ne6roT npucTynoB Murpenu. Muorna moryr
OBITH BBISIBJICHBI XapaKTepHbIE IPU3HAKK JEMUCITHHN3A-
1uu 1o AasHeIM MPT. 2. ot 40 1o 60 neT — noBTOpHEIE
MH(APKTHI MO3ra, MPEeXoAsIINe HapyLICHUS MO3TOBOTO
KpoBOOOpalleHHs, KOTHUTUBHOE CHW)KEHHE, CTOWKas
o4aroBasi HEBpOJIOTHYECKasi cuMNToMaTHka (GpopmMupy-
I0TCSI CTOWKHE HAPYILEHHUS TOXOAKH M (PYHKLIUH Ta30BbIX
OpraHoB, rnceBnoOynbOapHblii napanuy) [12], va MPT
BBIPKEHHBIN JIeKoapeo3 ¢ OOMTUPHBIMHI O4araMu B IO-
JOcax BHUCOYHBIX JOJEH M 0a3aJIbHBIX TaHIIHAX. 3. HO-
ciie 60 ter — dopMupoBaHue TPy0Oit IeMeHIUU U Tud-
(hy3HOI1 nerikosHIedanonarun [13].

B mHacrosmee BpeMs KpHUTEpHSIMH ITHArHOCTHUKU
CADASIL sBnstoTcs: Bo3pacT B ae0roTe 3a00ieBaHUs
Monoxe 50 sreT; Hajamaue X0Ts OBl 2 U3 CIEeAYIOMINX KITH-
HUYECKHX CHMITOMOB: WHCYJBT, MHTPEHB, HAPYIICHHS
HACTPOCHUS, CYOKOPTHKAIbHAS NEMCHIUS; OTCYTCTBHUE
COCYIHCTHIX (PAaKTOPOB PHUCKA, STHOJIOTUICCKH CBS3aH-
HBIX C HEBPOJIOTHYECKAMH MPOSIBICHUSIMHU; CEMEHHBII
aHaMHe3, OYCBUTHOCTh HACIICICTBEHHON ayTOCOMHO-0-
MUHAHTHOH Mepeadn; IopaKeHne OelIoro BemecTBa 1mo-
Jymapuii TOJIOBHOTO MO3Ta U OTCYTCTBHE KOPTHKAIBHBIX
nadapkros npu MPT [14].

Boae3ns ®adpu

Boae3ns @adpu (OMIM: 301500) — 3T0 mporpeccu-
pyrolee HacjeACTBEHHOE 3a00ieBaHne, KOTopoe OTHO-
CHUTCSI K JIN30COMHBIM OOJIC3HSAM HAKOIUICHUS U SIBIISACTCS
onHOM U3 (opM CHUHTOIHUIUI030B, KOTOPHIN BBI3BIBACT
MOSIBJICHHE aHTHOKEPaTOM, aKpoIapecTe3uid, NOMyTHe-
HUE POTOBUIBI, pPCHUANBUPYIOUINE STTU301bI JIMXOPAAKHU
Y TTOYEYHYIO WU CEPACYHYI0 HEJJOCTATOUHOCTb.

[IpuyrHO#l 3a00eBaHUsI CIIYy)KaT Pa3HOOOpa3HbIC
myTaiun B rene GLA (OMIM: 300644), xoTopsiii Ko-
IUpYeT CHHTE3 (QepMeHTa o-rajsakro3ungassl A. [en
pacmonoxeH B Jokyce Xq22.1, Tum HaciuemoBaHUs 00-
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JIe3HU — X-CIEIUICHHBIM PElIeCCUBHBIN, B CBS3U C YEM
garie O0JICI0T MaJIbYUKU W MYXX4uHHI [15]. B HepBHOIA
CHCTEME MPOUCXOIUT HAKOIUICHHE II000TpHa03MIILEepa-
MU/Ia 9epe3 IPOHUIIAeMbIi TeMaTodHIepanTnIecknii Oa-
prep. Brigensror ase hopmbl 60JI€3HN — KITACCHIECKYIO
W aTUNWYHYIO (I037HEEe Hadallo, U30JIMPOBAHHOE TOpa-
JKEHHE TOJIOBHOTO MO3Ta, CEp/IIa WIIH MOYEK).

K xImHAYeCKIM TpOSIBICHUAM KIacCHIecKon (op-
Mel B® oTHOCAT HeBpomarMdeckyio OOib, WIH aKpo-
MapecTe3ny, KOTOphle HamboJee YacTo OKa3bIBAIOTCA
MEpBBIM CHMIITOMOM. B 3aBHCHMOCTH OT AJMTEIHFHOCTH
Y CHJTBI TIPOSIBIICHUSI Pa3IN4aloT XpOHUIECKYTO Helpora-
THYECKYIO 0O0JIb, IMEIONIYIO CPEIHIOI0 MHTEHCHUBHOCTB,
HO TIPHCYTCTBYIOUIYIO NPAKTHYECKH IOCTOSIHHO, U TaK
Ha3biBaeMble Kpusbl Pabpu. Kpussl Bo3HMKaroT »rmu-
30[JMYECKH, IPOBOLUPYIOTCS (PU3NYECKOH Harpy3KoH,
YCTaJOCTBIO, CTPECCOM, TOBBIIIEHUEM TEMIIEPATYPhI
Tena, IPOJOKAIOTCS OT HECKONBKHUX YacOB JJO HECKOJIb-
KHX CYTOK M NPOTEKAIOT B BUJE OBICTPO HapacTarolei
00N B KOHEYHOCTSIX, YacCTO OIMHUCHIBAEMOIl OOJBHBIMU
KakK «HeBbIHOCUMas» [16].

¥ nauuentos ¢ b® BbICOKUI PUCK Pa3BUTHSI UILIEMU-
4eCcKUX (TeMOpparnv4eckux) MHCYIBTOB M MPEXOIAIINX
HapylIeHHH MO3TOBOTO KPOBOOOPAIIEHUs, B PE3yJIbTaTe
NPOTPOMOOTHYECKUX U OKKIIO3UOHHBIX HapyIISHHUH,
KOTOpBIE MOTYT BcTpedaThes B 27 % citydaeB U HabOio-
JIAIOTCSI B OTHOCHUTEIHLHO MOJIOAOM Bo3pacte (¢ 12 mer).
ITpu MPT romnoBHOTO MO3ra y mareHTOB OOHAPYKHBa-
10T HH(APKTHI MO3Ta, KPOBOMZIUSIHHSA W HecTeudmye-
CKHE M3MEHECHHS CEpOoro M OeNloro BEIIECTBa, a TAKKeE
cocynucTele Manb(GOopManny, MPEUMyIIECTBEHHO Hpel-
CTaBJICHHBIC OJIMXOJKTa3MsIMU B 0OJIACTH 3aJHUX OT-
nenoB Tanamyca [17]. YV pana manneHToB HaOMIOma0TCS
MHTEJUICKTYQJIbHBI 1e(UINT, HAPYIICHUS ITOBEACHUA
U cHWXKeHue ciyxa [22]. TunuuHble KOXKHBIE IPOsIBIIE-
Huss B® — aHTHOKEepaTOMBI MPEACTABISAIOT COO0I Me-
KHe, BRICTYTAOIIIE HaJl TOBEPXHOCTHIO KOXKU 6e30071e3-
HEHHBIE AaHTMOMBI TEMHO-KPACHOTO LIBETA.

Junarao3 b® oOBYHO yCTaHABIMBAIOT HA OCHOBAHUH
HAJIMYUs] THIMYHON CHMITOMAaTHKH H/HJIH OTSATOLICHHO-
IO FeHEeaJIOTMYECKOT0 aHAMHE3a, a TaKkke 0ObEKTHBHBIX
71a00paTOPHBIX METOOB AMATHOCTHKH. Y MYKYMH IHa-
THO3 MOXET OBITh ITOATBEPIKICH IIOCPEICTBOM PETHCTPA-
IIMM CHW)KEHHOM aKTHBHOCTH (-T'aJIaKTO3MUAA3bl A B KpO-
BU (JICHKOIMTHI), MaTepraie OHOICHH TTOYEK, KYJIbType
KOKHBIX (pnOpoOIacToB WMiM OHMOJIOrMYECKHX Cperax
[18]. BaxxHOCTh CBOEBpEMEHHOM NTUArHOCTUKU OIpene-
JsieTcsl HaJu4dueM crienududeckoil gepMeHTo3amecTu-
TeabHOU Tepanuu.[A2]

MELAS-cunapom

MuroxoHApHanbHas SHIEe]aroMuonaTus ¢ JIakTaT-
alM030M M HMHCYJIBTONONOOHBIMU 3MU304aMH — IIPO-
rpeccupyloniee HelpopereHeparuBHoe 3adboneBaHue,
XapaKTepu3yrolieecs: IposIBICHUAMH, I€PEUUCICHHBIMU
B Ha3BaHWH, B COYETAHUH C MOJUMOP(HHON CHMIITOMA-
tukoit. Cungpom MELAS (OMIM: 540000) siBasiercst
OIHUM U3 Hauboiiee pacHpPOCTPAHEHHBIX COCTOSIHUI
B IpyIIIIe MUTOXOHPHAIIBHBIX 3a00JIeBaHUH.

3abojeBaHUE CBA3aHO C HECKOIBKHMHM MHTOXOH-
JpUANbHBIMU T€HAaMH, TPU 3TOM Ma)XOpHasi MyTaIlys
(80—-85% cmydaeB) — HYKJICOTHAHAs 3aMEHa aJI€HU-
Ha Ha ryaHuH B 3243 MO3WIIMM MHUTOXOHIPHAIBHOTO
reHoma B reHe TpaHcrnoptHoi PHK mevinmna MTTLI
(OMIM: 590050), 94TO BTOPUYIHO BBI3BIBAET HAPYIICHHE
cuHTe3a OeIKOB IeMHu IepeHoca 3IeKTpoHoB [19, A3].
3aboneBaHne HACIEAYETCS OT MaTepH K JAeTAM 000ero
0J1a, OHAKO Ja)kKe y WICHOB OJHOW CEMbU CHMIITOMEI
MOTYT OBITh BeCbMa BapHaOCIIbHBI B CHITY SBJICHHS Te-
TEPOTUIa3MHH.

Cunnpom MELAS kak npaBmio ne00THpYeT B BO3-
pacte ot 5 go 35 mer. MurpeHenogoOHbBIE TOJIOBHBIC
00K C TOITHOTOW M PBOTOM Hallle BCETO SBISIOTCS Tep-
BBIM NposiBIIeHHEM Oose3HH. KimHMYecKH BBIIENSIOT
HECKOJIbKO OCHOBHBIX HEBPOJOTHYECKUX CHHIPOMOB:
SMMIICTITHYECKUH, MO3KEUKOBBIH, MHOTIATHYECKHUI 1 TIO-
JIMHEBPUTHYECKHH.

C HapylIieHHeM OKHCIUTEIBHOro (ochopHIrpoBa-
HUS CBSI3aHbI HHCYJIBTOTIOI00HBIE ATTU30IbI, TPU KOTOPBIX
Han0oJee YaCTEIMU OYaroBBLIMHM CUMIITOMAMU SIBIISTFOTCSI
TeMUAHOIICH, HAPYIIEHU PEUU U APYTUX BBICIIUX KO-
KOBBIX (DYHKIIMI, pexe — reMunapesbl, MOIKEUKOBBIE
CHUMIITOMBI, 3TM30/IbI KOMBI, OCTpBIe TIcnX03bl. U3 oco-
OEHHOCTEH 3THUX OCTPBIX DITU30/I0B SBJISIETCS TOBOJIBHO
OBICTPBIA PErpecc CHMIITOMATHKU (OT HECKOJBKHX Ya-
COB JI0 HECKOJIBKHX HEJIEIb), HO IIPU 9TOM MMEET MECTO
CKJIOHHOCTh K peUuAuBHpOBaHMIO. M3 jmabopaTopHBIX
TECTOB 0CO00€ 3HAYEHHE UMEET UCCICAOBAHUE COOTHO-
IICHUS JIAKTAT/THPYBAT.

Ha MPT ronoBHOTO M03ra 00HApy>KMBaIOTCS OYaru
KOPKOBO-TIOIKOPKOBOM JIOKaJIM3allid, HE COOTBETCTBY-
IOIIE CHCTEME KPOBOCHAOKEHHUST KaKOM-THO0 apTepuu.
Haubonee wacTo ouarm pacrmomnaraioTcsi B 3aTBUIOYHOH,
TEMEHHOH U BHCOYHOW JOIISIX, pexe — B JIOOHOW aoIie,
MO3X€eUKe WM 0a3ajbHBIX TaHIVIMAX; HEPEIKO OHH Obl-
BAIOT MHOKECTBEHHBIMH. HacTO MOBTOPHBIE WH(APKTHI
MO3Ta Pa3BUBAIOTCS C HHTEPBAJIOM B 1—3 MecsIa B cuM-
METPUYHBIX ydacTkax mo3sra [20].

B cBs13u ¢ HEIOCTaTOYHOM OCBEMIEHHOCTHIO TIPOOITe-
™Mbl LIAA u TpymHOCTSIME nuddepeHInanbHOi AHarHo-
ctuku cpeu apyrux ¢opm LIBMC, npuBonuM omnmcaHmue
HaOTIOMaBIIEroCcss HaMu OOJBHOTO ¢ ceMeWHOoU (opMoit
HAA (mmo MexxITyHapOIHBIM BOCTOHCKHM KPUTEPHSIM).

Kiaunnvecknii cay4aii. Ianuent JI., 45 net, npo-
XOIUJ 1000CiIeIoBaHNe M JiedeHHe Ha 0a3e HEeBpOJIo-
ruueckoro oraeneHust Ne 1| HMUIL um. B. A. Anmazosa
B Mapte 2020 roxa, ¢ xanobamMy Ha HapyIICHHUE PedH,
KOOPJIMHAIMH, IAaTKOCTh NPU X0[b0e, CHIKEHHE TaMsi-
TH, HACWJILCTBEHHBINA CMeX.

W3 anamHe3a 3a0oneBanusi: 3a00Jen OCTPO B HIOHE
2014 r., xorga BO3HMKIJIO HapylIeHHE peuH, INOTaHuf,
cnabocTh B JeBoi pyke. Jleunncs amOyaaTopHO ¢ AMa-
raozoM OHMK B Gacceiine mpaBoii cpenHeld MO3roBoii
aprepun. Ha KT ronosnoro mosra ot 08.2014 r.— npu-
3HaKW TEPUBCHTPUKYISIPHOH JeiikosHIedasonaTuy,
O4YaroBbli IEPUBEHTPUKYIISIPHBII JEMUECIIMHUZUPYOIIUN
mpouecc. B HeBponoruueckom craryce ot 08.2014 r.:
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CHIDKEHUE MaMSTH Ha TEKYIINE W OT/AAJICHHbIE COOBITHS,
JIU3apTpHs, CHJIOBBIX Iape30B HET, BEPXHUM CHUMIITOM
Poccomumo cnesa.

Vxynmenne coctostaus — B utose 2016 1. ronoBHas
60J1b, TOJIOBOKPYKCHHE, HApyIICHHWE pPEYH, TJIOTaHu,
c11a00CTh B JIEBBIX KOHEYHOCTSIX, MN30bI JE30PHUEHTa-
uuu B rnpoctpaHcTse. [lo nanasiM MPT ronoBHoro mo3-
ra ot 07.2016 r.— mpu3HAKA MHOTOOYAroBOTO ITOpaxe-
HUSI IEMHUETMHU3UPYIOIIETo Xapakrepa. [lanuenT rocnu-
TaIN3UPOBAH B CTAIIMOHAP MO MECTY KHUTEIHCTBA C JHa-
rHo3oM: ['mmepronmueckas 6onesns (I'B) 3 cr., puck 4.
Jemuenuansupyioniee  3a0oleBaHHE  IIEHTPAJIBHOM
HepBHOM cuctembl. PaccessHublit ckiepo3? [IpoBoauiack
MynbCc — Tepamus Metwinpenau3oiaonoM 1000 mr B/B
Ne-3. OtMeuanach MOJIOKUTENbHAA IWHAMUKA C Hapac-
TaHWEM CHJIBI B JICBBIX KOHEYHOCTSIX, OHAKO AU3APTPHUS
coxpansuiach. Ilocie BBIMMCKK U3 CTal[IOHApa MpOIOI-
JKall NpUeM METHIIPEAa C IOCTENeHHBIM CHW)KEHHEM
JI03bI 710 MOJTHOW OoTMeHBI. [Ipu nccienoBanny JIMKBOpa
Ha OJIMTOKNOHaNBHBIN IgG mpu maHOBOM cCTalMoOHap-
HoM JedeHuu B 10.2016, nuarHo3 paccessHHbIA CKIIEpO3
He ObUT TIONTBEPIKACH.

[ToBTOpHBIE TJIAHOBBIE TOCHHTAIM3AIMU B (eBpa-
ne-Mapre u aprycre-ceHTsiope 2017 roma. ITomywan
AHTUTUTNICPTEH3UBHYIO, aHTHArPEraHTHYI0, U HeWpoMe-
Tabonuyeckyro Tepanuio. B ¢espare 2017 mpoBeneHa
MYJILC-TEPAIUs METHUIIIIPEIHU30JIOHOM — 0€3 3HaYNMOTro
addekra.

Ha MOMEHT nmocTymuieHHs: B HEBPOJIIOTHUECKOE OT/JIe-
nerne Ne | HMUI] B. A. AnmasoBa coXpaHSIOTCS Hapy-
IIEHHE peYH, KOOPAMHAIINK, HAPYIICHUE KOTHUTHBHBIX
GyHKIHI.

W3 aHamHe3a KM3HN M3BECTHO, MALUEHT JJIUTEIBHO
crpanaetr I'b (6onee 10 yieT) ¢ MOBBIIIEHUEM apTepHATh-
Horo maBieHus (Al) mo 240/120 mm. pT.cT., «pabouee
AJl — na ypoHe 150/100 MM.pT.CT., IOCTOSHHO TpH-
HUMaeT THIIOTEH3UBHBIE Tpenaparbl («Omapom KIIO»
40/12,5mr). BBISIBICHO aTepOCKIEPOTHYECKOE IOpaxe-
Hue OpaxmorniedansHbix aprepuit (BIIA) 6e3 remonuHa-
MHYECKH 3HAYUMBIX CTeHO030B. [ndy3HbIC N3MEHEHHS
IIATOBUIHOM JKEJe3bl: YMEpPEHHasl THUIepIUIa3us, Mell-
KOOYaroBble 00pa3oBaHMs 0Oewx noned. XpOHUUECKHE
3a00JICBaHUSI OPraHOB JKEIYAOYHO-KHIIEYHOTO TpakK-
ta (OKKT): Pedurokc-330arur 1 cr., spuTemaroszHas
racTponyoneHonatus.  [lepeHec  XOJICIIMCTIKTOMHIO
B 2008 roxy. OcMOTp 0dTanbMoI0Ta — CIOKHBIH MHO-
MTUYECKUH aCTUTMATH3M, aHTHOTIaTHsI CeTYaTKH.

OOpaiaeT BHIMaHUE CEMEHHbIM aHaMHE3 — y Mare-
pu u orua — I'b ¢ Monozmoro Bo3pacrta, TepeHeCeHHbIE
OHMK c neranpHbIM HCX0AOM B Bo3pacte a0 50 Jer.
VY cectpbl — yacTas uedanrus. 13 BpeqHbIX MPUBBIYEK:
KypeHHe OKoJIo | mayku B JIeHb, CTaX KypEeHHs OKOJIO
25 net. OcHOBHas1 podeccust MHKEHEp-MeXaHUK Ha 3aBO-
Jie, HO C IeOFOTOM KOTHUTHBHBIX HapyIIEHHH, CTaJl TIJIOXO0
CIPAaBISATHCS € 33/1a4aMH, B CBSI3U C 4eM ObLI COKpAIICH,
nocie paboran oxpaHHUKOM. Ha naHHBINH MOMeHT Ge3pa-
OOTHBIH, MHBAJIMHOCTH HeT. HeOnaronpusTHble yCIOBUs
YKU3HU — JKUBET Ha ceepe ¢ 1990 1. mo ceii aeHb.

ITo pesynbraram obuiero ocMoTpa odpatiaer Ha ceds

BHUMaHHE MHOXXECTBEHHAsI 9PUTEMHas ChIIb C IIeIyIlIe-
HUSIMH, TUAMETPOM OKOJIO 5 MM, Ha MepeaHel MoBepx-
HOCTH TPYIHOH KJIETKH, B OOJACTH BOKPYT HOAMBIIICY-
HBIX BIIAJMH, HA BHYTPEHHEH MTOBEPXHOCTH MPEATIICYbS,
U Ha CIIMHE B paliOHE JIONAaToK. Bpems nosiBieHus: AaH-
HOW CBITTY MAIUCHT YTOYHUTH HE MOXKET.

B HeBponmormyeckoM cTaryce: KOTHUTUBHEBIC HapyIIie-
HUSI— YacTUYHAS IE30PUEHTAIHSI BO BPEMEHH, COOCTBEH-
HOW JIMYHOCTH, HapyIICHHE MaMsITH, CHIDKCHHAsT KPUTHU-
Ka K cBoeMy 3a00JICBaHWMIO, HACHIGCTBEHHBIC SMOLIH
(cmex). Ouenka o MoHpeanbCKOW MIKale KOTHUTHBHBIX
dyukIwit — 15 6amnoB. OTMevaeTcs JIeTKUi mape3 Mu-
MHYECKON MYCKYIaTypHI 110 [ICHTPATEHOMY THITY CIICBa —
ACHMMETPHS JIUIEBOI MyCKyJIaTyphl, OIyIICHHE YIia pTa
ciesa. IlceBnoOynmp0apHBI CHHIPOM B BHIC CHIDKCHUS
IVIOTOYHOTO pedyiiekca, BRIPAKEHHONW An3apTpuH, anucda-
THH, TIOJIOKUTENBHBIX Pe(IeKCOB OpaJIbHOTO aBTOMATH3-
Ma (X000TKOBBIH, MapuHecko-PajoBHYM HETIOCTOSIHHBIH
ClIeBa, XBaTaTeNbHBIA pedieKc), HaJMuie HaCHUIILCTBEH-
HOTro cMexa. SI3bIK He3HAuYUTENIbHO JIEBHUPYET BIIPABO,
«OecroKoiHBII» 53bIK. B nBUTarensHoi cepe onpenerns-
€TCs CUMITOMOKOMIUIEKC IIEHTPAIbHOTO JJEBOCTOPOHHETO
reMHIIape3a, OTMeYaeTCs MOBBIIICHNE MBIIIEYHOTO TOHY-
ca MO NMUPaMUJIHOMY THITy B BEPXHUX U HW)KHHX KOHEY-
HOCTSIX, OoJiee BBIPaXKEHO CIIeBa, CHW)KEHUE MBILICUHOI
CHJIBI IO YCTYIUHBOCTH CJI€BA, HEKOTOpask aCHMMETpUsI
pediexcoB — D<=S, nmaronoruueckue pediexcst — Poc-
conumo-BenznepoBruua. HapyiieHne 4yBCTBUTENBHOCTH
HE BBIBICHO. BecTHOyno-arakTHUeCKUil CUHIPOM: TIpH
MPOBEJICHUH TAaJbLEHOCOBOW IPOOBI MHMOIIONAIAHUE
cieBa (BBUIY JIETKOTO Tape3a), OlIEHUBAHUN B TI03¢ Pom-
Oepra — markocTh 0€3 YETKOH Narepaiu3aliu, MOXO-
Ka — IIapKarolas, yMepeHHO-yCcToNYMBas. MeHUuHreasnb-
HBIX 3HAKOB, a TAK)KE CHMIITOMOB HAIIPSDKEHHS 0OHapyke-
HO He 05uT0. CO CTOPOHBI (PYHKIMI Ta30BBIX OPraHOB —
MAMeHT OTMEYaeT SMH30bI HEACPKAHUS MOYH, YaCTOTy
YTOYHUTH 3aTPYIHSIETCS.

Pe3yabTaTbl JONOJHHTENBHBIX HCC/ICI0BAHHI.
B o6meM, OMOXHMHUYECKOM aHaJIM3aX KPOBH M Koa-
TyJIorpaMMe CYIIECTBCHHBIX OTKIIOHCHHH OT HOPMBI
HE OTMEYEHO. YPOBEHb FOPMOHOB IIMTOBUIIHOM XKelle-
3bI, YPOBEHb TOMOIIMCTEHHA, MapKepbl aHTH(POCHOIH-
MUIHOTO CHHApPOMa (AaHTHHYKIICAPHBIH (aKTOp B TUTPE
1:100 — nmuarHOCTHYECKHM HE 3HAYMMO) B TIpereiiax
pedepeHCHBIX 3HadYeHWH. [l WCKITIOYeHHWS TapaHe-
OIUIACTHYECKOTO JHIEe(alTa BBIIOIHEH CKPHHUHT
HeiipoHanbHbIX aHTHreHOB (IgG): oTpunarensno. OKI,
OxoKI" — 6e3 ocobennocreit. OcMoTp odTaneMoiora:
OU: CnoxHbIl MUOINYECKUH acTurMaTusM. Jlyniekc-
HO€ CKaHHPOBaHME IOYCUHBIX apTepHil: 63 3HaUMMBbIX
oTkioHeHn#. Y3W opranoB OprolrHON MOJOCTH M TIO-
yek: Cocrtoanue nocine xoneuucrakromun. YA BIIA:
cieBa creHo3 oudypkauu OCA menee 30 %, TyKOBU-
ubl BCA 25-30% no ECST, cnpaBa OCA u BCA 6e3
CTEHO3UPOBaHMUS.

MPT (3,0 To) ronoBHOr0 Mo3ra ¢ koHTpacToM (OMHU-
ckaH) ot 03.2020: OObeMHBIX 00pa30BaHHUI B BEILECTBE
MO3ra He BBIBICHO. B mepu- M CynpaBeHTPHKYISIPHOM
OesioMm BeriecTBe 00eMx reMucdep OmpenesaoTces 00-
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HIMPHBIC 30HbI NIMO3HBIX M3MEHEHHUH 110 THITY JIeiiKoapeo-
3a, pacIpOCTpaHAIOIIMECs] Ha Mo3oucToe Teno. Ha stom
(oHe yKa3aHHBIX 30H B 00eux remucdepax OONbIIOTro
MO3ra ONPEEIAIOTCS TNKBOPHBIE KHCTHI MTOCTHIIIEMHYIE-
cKoro renesa, pazmepom ot 0,3 cm 1o 0,8 cm. Kpome Toro,
MIEPUBEHTPUKYISIPHO M CYOKOPTUKAIFHO B 000X OOIB-
MINX MOTYIIAPHIX ONPENEIAIOTCS MHOKECTBEHHBIE OUary
OTJIOKEHHUSI TEMOCH/ICPHHA, XapaKTePHU3YIOIIHeCs THIIO-
nHTeHCcHBHBIM curHaioMm Ha GRE UII. B GenoMm Bemectse
obenx remucdep Oompmioro Mo3ra u B BapomieBoM Mo-
CTy OIIPENENSFOTCS OYard THIICPHHTEHCHBHOTO CHTHaja
Ha T2 BU u FLAIR UII, pazmepom 1o 0,5 cm. [Taronoru-
YECKOTro HAKOIUIEHWS! KOHTPAaCTHOTO Tpenapara B Belle-
CTBE MO3Ta He BBIsIBIEHO. Ha ypoBHe 6a3ayibHEIX siziep, ce-
MHOBAJIEHBIX LIEHTPOB U B 30HE BOJIOpa3/ieia OTMEYaroTCs
MIepUBaCKYJISIPHBIC MIPOCTPAHCTBA IO XOAY IEHETPUPYIO-
muXx cocynoB. JKemynoukoBasi cucrema 0ObIYHON (hOPMBI,
YMEpPEeHHO paciupeHa, 6e3 MPU3HaKoB TurepTeH3uu. bo-
KOBBIE JKEJTY/IOUKH aCHMMETPHYHBI 3a CYET peodIialaHust
npasoro. CybapaxHOWJAIFHOE MPOCTPAHCTBO KOHBEKCA
pacuupeno (puc. 1-2).

Puc. 1. MP ToMOrpaMMbl, aKCHAJILHASl M CATUTTAJbHASA
JI0CKOCTH, (a), T2 BH (0, B).

a — B peaxnMe FLAIR — o01upHbIe 30HbI INIMO3HBIX H3MEHEeHHIi
no Tumy Jielikoapeo3a. 6 — B pe:kume T2 BU — inkBOpHBIE
KHCTBI IOCTHIIEMUYECKOI0 rese3a, B — B pexxnme T2 BU—

paciiMpeHHbIe ITy00KHEe NepUBACKY/IsPHbIC IPOCTPAHCTBA.

Puc. 2. MP TomorpamMmsl, akcHa/IbHas miaockocts, GRE UII.

MHOKeCTBEHHBIE 04arH OTJI0KEHHS TeMOCHAECPHHA (CTPEIKH).

Juddepenunansuplii auarHo3: Ha (QoHE KIMHHKO-
HEHpOBU3YaJIM3aLMOHHBIX  JaHHBIX, I1€PEHECEHHOTO
OHMK (B Bo3pacte 39 ier), NpOSBICHHUS CHUMITOMOB
KOTHUTHBHOW JTHC(HYHKIMHA B OTHOCHTEIBHO MOJIOJOM
BO3pacTe, HAJIMYKs y TalUEeHTa JJIUTEILHOI0 aHaMHe3a
I'B, oTaroménHoro ceMeHOro aHamHe3a, AuddepeHiu-

aNbHBIA quarHo3 npooamics mexay CADASIL, 6oies-
Hbto ®abpu, MELAS u niepeOpasibHO aMHITONIHOM aH-
ruonarueil. Y4uTeliBas HAIMYHE SPUTEMHOM CBINH C IIe-
JyIIEHUSAMHI HEU3BECTHON 3THOJIOTHH U T€HE3a, a TAKKe
Hammane OHMK B anamHe3e, mMpoBeneHO H3MEpeHHE
KOHIIEHTpauy moooTpuao3ui-cunrosuna (Lyso-GL3)
B CBIBOPOTKE KPOBH — crHennu(puIeckuid Mapkep 0oies-
HU Dabpu — 0,72 Hr/Mi — B mpenenax pedepeHCHBIX
3HaueHUH. Take BBINOJIHEHBI HCCIEI0BAaHUS CEPIEUHO-
cocyaucTor cuctemsl, Y3U opraHoB OpIOIIHOM TOIOCTH
u nouek. Kpome nannbix o I'b 3 cr., matonoruii uccneny-
€MBIX CHCTEM OOHapy»XeHO He OBLIO.

Jus nuddepernuansHol AuarHocTika Mexy LIAA
u CADASIL nanueHTy BBINOIHEHA pa3BEpHYTask TeHHAsI
muarnoctrka anrmomatun CADASIL or 16.03.20 —
xapakTtepHblx MyTanuil B reie NOTCH3 u B sk30Hax
2-6,11 He oOHaApyXKeHO.

OTATOLIEHHBIN ceMeHHBII aHaMHe3 (CXOXKasi KIMHU-
yeckas KapTHHA y Marepy Nanuenra), ne0roT 3abosesa-
HUS B MOJIOJIOM BO3pAcCTe, 04aroBasi CHMIITOMAaTHKa, po-
rpeccupyonas KOTHUTHBHAs AUCQYHKIUS, oOpaiiaer
Hallle BHUMaHUe Ha BO3MOXXHOCTb T depeHnansHoro
nuarnoza ¢ MELAS-cungpomoM. OnHaKko OTCYTCTBHE
HapyleHUH KHCIIOTHO-IENIOYHOIO PABHOBECHS KPOBH,
SMUJIENTUYECKOM aKTUBHOCTH, TUIMYHON IS TaHHOTO
cuHjipoma MPT-kapTHHBI TOJTIOBHOTO MO3Ta, MaToJIOTH-
YECKOW MBIIIEYHON YTOMIIIEMOCTH, BBI3BIBAIOT COMHE-
HHUE O MOATBEPKIESHUH JAHHOTO AUarHo3a.

VauTeiBasg HalIW4HMe OJIATEIbHOTO aHamHe3a ['b,
MHOKECTBEHHBIX KPOBOM3IIHSHUM IO JaHHBIM HEHpo-
BU3YaJIN3allMd U KOTHUTHBHBIX HAPYIICHHUH MPOBOIMI-
cs nuddepeHnnanbubii nuarao3 LHAA ¢ aprepruanbHOMA
runeprensueil. Ciaenyer oOpaTuTh BHUIMaHUE Ha BO3PACT
neOroTa KOTHUTUBHBIX HAPYIICHUH y marnpienTa— 39 Jier,
U PacIONOKEHUE KPOBOU3IHUSIHUNA — B KOpe U CyOKOpTH-
KaJIbHOM O0OJIacTH, YTO HETUNHWYHO AJISI TMIEPTOHUYE-
CKUX KPOBOM3JIUSHHUHN, TaKXKe OTCYTCTBYIOT CyOapaxHO-
U/IaTbHbIE KPOBOM3IIHSHUSL.

ITAA 00BIYHO HE acCONMUPOBAaHA C CHCTEMHBIM aMU-
nouo30oM. [1o3ToMy, [UT UCKITFOYEHHS CHCTEMHOTO aMH-
JIOMJTHOTO TIPOIIECCa, BBIIIOIHEHO THCTOJIOTHYECKOE HC-
CJIE/IOBaHNE TIOKOXKHO-)KHPOBOH KJIETYATKH 1 CKEJICTHOM
MBIIIIEI HAa HAJIMYKE OTIOKEHHH amuinonaa ot 27.03.20:
OuorcuitHBIM Marepuan 0e3 OTIOKEHNS KOHTO(QHIBHBIX
AQHHU30TPOIHBIX TUXPOUYHBIX MacC aMHIIOHIA.

[IprHMMas BO BHUMaHHE KIMHUYECKHUE TPOSIBICHNUS,
HaJIM4Me OTATOLEHHOIO aHAaMHEe3a, JaHHbIE HHCTPYMEH-
TanbHbIX nccnenoBannii (MPT-kapTrHa MHOXECTBEH-
HBIX OYaroB OTJIOXKEHUS TeMOCHJEpUHA IEePUBEHTPUKY-
JSIPHO U CyOKOPTHKaJIbHO B 0OOMX OOJBIIUX IOJyIIa-
pHsX, OOMIMpPHBIC 30HBI TIIMO3HBIX M3MEHEHHH IO THITY
neiikoapeo3a B TepH- M CYNPaBEHTPHUKYISAPHO, JIUK-
BOpHBIE KUCTHI MOCTHIIeMHYecKoro resesa (ot 0,3 cm
0 0,8 cM), HamMuue MEepUBACKYISPHBIX MPOCTPAHCTB),
OTPHLATENBHBIN Pe3yNbTaT TeHETHYECKOro MCCIe0Ba-
Hust Ha CADASIL, HeTUnWUYHbIE SIS THIEPTOHUYIECKON
sHIIe(AONATUH BU3yalbHbIE U aHAMHECTUUECKUE TMPHU-
3HAKH, TIPeojaraeMblil AMarHo3 nepedpaabHas aMHuIIO-
W/IHAsI aHTHOIIATHA.
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Ha MoOMeHT rocnuTaan3anuy B CBA3U C OTCYTCTBHEM
BO3MOXHOCTH MPOBEICHUSI CTEPEOTaKCH4ECKOl Ouor-
CHM MO3r'a, COINIaCHO BOCTOHCKUM KPUTEPHSAM, IUATrHO3
«BepositHast LIAA» He MOXeT OBITH yCTAaHOBJICH, TaK
Kak Bo3pacT OompHOro MeHee 55 ner. Mcxons u3 3Toro
y manuenTta cemeitaas ¢popma [{AA. IamuenT Bemmcan
¢ muarHo3oM: «Atepockiepo3 BLIA. 'mmeprornueckas
sHnedanonarus 3 cr., yxyamenne. [Tocnenctus OHMK
B OacceifHe paBoii CpegHe MO3TOBOH apTepHH IO THITY
nuiemun oT 2014 1. B BUJE JIETKOTO HEHTPAIBLHOTO JIEBO-
CTOpOHHeTO remumapesa. [IceBnoOynbp0apHbIi CHHAPOM,
YMEpEHHO-BbIpaKEHHbIE KOTHUTHUBHBIC HapyILICHUs, Be-
cTHOyno-arakTiHueckuid cuHApoM. [uddepeHnnansHbli
nmrarao3: BepositHast nepeOpanbHas aMIJIONIHAsT aHTHO-
narus, ceMeiHas popma?y.

Ycranosnenne guarnoza LIAA B kiIMHHYECKOM
MPaKTHKE BEChMa 3aTPyAHEHO. BONBIIMHCTBY GONBHBIX
¢ lIAA craBuTCS AMArHO3 AUCHUPKYISITOPHOU 3HIE(a-
JIONaTHH, T.K. 3a0oJieBaHue dalle JeOI0THPYET ¢ KOTHHU-
TUBHBIX HapylieHui, a npu MPT oOHapyxuBaercs nopa-
’KeHHe Oeyioro BEelecTBa MOoNyIapuii TOJIOBHOTO MO3ra.
Heo0xoanmo npeiBapuTeIbHO MPOBECTH TOUHYIO AUQ-
(epeHLMATbHYIO TUATHOCTUKY C APYTUMH, HOXOXKUMH
KJIMHUKOM M BHU3YaJbHBIMU JaHHBIMH, 3a00JIEBaHUSAMHU.
Junarnos «aocroepHas LIAA» Tpebyer mpoBeaeHue Ou-
OIICHM TOJIOBHOTO MO3ra M ero obonodek. I'eHHas aua-
THOCTHKA SIBJIAETCS Hecleu(UIHOH 11 JaHHoTO 3a60-
neBaHus. bOCTOHCKHME KpUTEpHH B OCHOBHOM HallpaBiie-
HBI Ha cnopanumaeckne Gopmsl LJAA, Tak kKak BO3pacT,
yKa3zaHHBIN B HUX,— 55 5et u Oonee, a cemeriHsIe (op-
MBI JeOIOTHPYIOT B cpenHeM Ha 20 JeT paHbIIe.

JlaHHOMY TIAIlMEHTY PEKOMEHIOBAaHO AWHAMHYECKOE
MoHuTopupoBanre MPT roioBHOro mosra, Tak Kak
KOTHUTHBHBIC HapyUIEHUs] HEYKJIOHHO NPOTPECCHUPYIOT,
a TaKKe €CTh BBICOKHUH PHCK PEIUANBUPYIOIINX KPOBO-
n3MusHUA. [TalenTy IpoTHBONOKa3aH MpUeM aHTHKOA-
TYJSIHTOB 1 aHTHArperanToB. B HacTosimee Bpems 3a00-

JIeBaHHE SBISETCS HEKypaOeIbHBIM M OCHOBHOM IIEIIBIO
teparmu LJAA siBisieTcs mpo¢uiIakTuka nporpeccupyro-
XX KOTHUTUBHBIX HAPYIICHUH, KPOBOM3IIUSHNH, CTAOu-
JU3alys apTEPUaNbHOIO AaBICHUS.

B 3akmoueHne xouercd MOAYEPKHYTH CIOXKHOCTB
IPU YCTaHOBJIEHUH JOCTOBEpHOro auarnosa LIAA, cBs-
3aHHYIO C HEOOXOIMMOCTBIO INPOBEINCHUS IPIKU3HEH-
HOH OMOIICHHU TOJIOBHOTO MO3ra, HaJIMYHEM CXOXKel Kin-
HUYECKOH KapTHHHI ¢ aApyrumu popmamu LIBMC, a Tak-
JKE€ C TMPAKTUYECKH TMOJHBIM OTCYTCTBHEM MyOJIMKanuit
B OTEYECTBEHHON JIUTEpaType U COOTBETCTBEHHO Manoil
WH()OPMHUPOBAHHOCTBIO M HACTOPO)KEHHOCTBHIO KIIMHU-
LUCTOB 110 JTaAHHON HO30JIOTHH.

Hccnedosarnue ne umeno cnoHcopcroti no00epicKu.

Aemopel Hecym NOIHYIO OMEEMCMEEHHOCb

3a npedocmasiieHue OKOHUAMeNbHOU 8epcu PYKORUCU

6 newams. Bce agmopul npunumanu yuacmue 6 paspabonike
KoHyenyuu cmamou u Hanucanuu pykonucu. OkonuamenvbHas
sepcus pyKonucu 6vlia 0000pena ecemu asmopamu.

ORCID asmopos:

Ilocnenosa Mapus Jlveoena — 0000-0003-3553-6537, SPIN-
K00: 1835-0074

Kpynenuna Mapeapuma Cepeeesna — 0000-0002-8741-3793
Anexceesa Tamvana Muxaiinosna — 0000-0002-4441-1165
Deoopos Imumpuii Huxonaesuu — 0000-0002-2975-7504
Tasnosa Tamesna Anexcanoposna — 0000-0002-7180-1898
Hsanosa Hamanus Escenveena — 0000-0003-2790-0191
Pospelova Maria Lvovna— 0000-0003-3553-6537,; SPIN-x00:
1835-0074

Krupenina Margarita Sergeevna— 0000-0002-8741-3793
Alekseeva Tatyana Mikhailovna — 0000-0002-4441-1165
Fedorov Dmitry Nikolaevich— 0000-0002-2975-7504
Paviova Tatyana Aleksandrovna — 0000-0002-7180-1898
Ivanova Natalia Evgenievna — 0000-0003-2790-0191

Cnucok JuTeparyphbi:

1. Pantoni L. Cerebral small vessel disease: from pathogenesis and
clinical characteristics to therapeutic challenges. Lancet Neurol.
2010; 9(7):689-701. doi: 10.1016/S1474-4422 (10)70104-6

2. Yamada M. Cerebral amyloid angiopathy and gene polymorphisms.
J. Neurol. Sci. 2004; 226 (1-2): 41-44.

3. J.Tian 1, J. Shi Cerebral Amyloid Angiopathy and Dementia,
Panminerva Med. 2004 Dec; 46(4):253—64.

4. Greenberg S.M., Eng J.A., Ning M. et al. Hemorrhage burden predicts
recurrent intracerebral hemorrhage after lobar hemorrhage. Stroke
2004; 35: 1415-1420.

5. ChenY.W., Gurol M.E., Rosand J. et al. Progression of white matter
lesions and hemorrhages in cerebral amyloid angiopathy. Neurology
2006; 67 (1): 83-7.

6. Charidimou A., Boulouis G., Gurol M. E., Ayata C., Bacskai B.J.,
Frosch M. P., Viswanathan A., Greenberg S. M. Emerging concepts
in sporadic cerebral amyloid angiopathy. Brain 2017; 1; 140 (7):
1829-1850. DOI: 10.1093/brain/awx047

7. Herzig M. C., Van Nostrand W.E., Jucker M. Mechanism of cerebral
beta-amyloid angiopathy: murine and cellular models. Brain Pathol.
2006; 16 (1): 40-54.

8. Chao C.P., Kotsenas A.L., Broderick D. F. Cerebral amyloid
angiopathy: CT and MR imaging findings. Radiographics 2006; 26
(5): 1517-31.

9. Greenberg S. M., Charidimou A. Diagnosis of cerebral amyloid
angiopathy: evolution of the Boston Criteria. Stroke 2018; 49 (2):
491-497.

10. Moxkuna TB, 3BepeBa AB, Ilasnos FOU. u ap. Knunuueckoe Ha-
OnrosieHne manueHTa u3 Uysammu ¢ BeposTHON 1epebpaibHOM
ayTOCOMHO-ZIOMUHAHTHOM apTepHoNaTuell ¢ CyOKOPTHKAIbHBIMU
nHdapkTamu n neiikosnnedanonarueit (LIAJTACWJI). Hepponorus,
Heliporicuxuarpus, ncuxocomaruka. 2015;7(3):57-61.

14. Wnnapuowmkun CH, Cnomunckuit AA. LepeOpaibHas ayTOCOMHO-
JIOMHHAHTHAas apTEPUOINATUs C CyOKOPTHKAIbHBIMU HH(apKTaMH

u neiikosuuepanonarueit (LAJACUJI): nepBoe onucanue poc-

72 RUSSIAN NEUROSURGICAL JOURNAL named after professor A.L. Polenov



ITocmenoBa M.JI. ¢ coaBT.

CHICKOH CeMBbH ¢ HICHTU(GUIINPOBAHHOH MyTarmeil B reHe Notch3.
AHHaJIbI KIMHUYECKON U SKCIIEpUMEHTaNIbHOM HeBpostoruu. 2008;
2(2):45-50.

. Chabriat H., Joutel A., Dichgans M., Tournier-Lasserve E.,

Bousser M. G. CADASIL. Lancet Neurology. 2009; 8 (7): 643-53.

. Vyshka G., Kruja J. Clinical variability of the cerebral autosomal-

dominant arteriopathy with subcortical infarcts and leukoencefalopa-
thy phenotype in two siblings of a large family showing the same
mutation. Int. Med.Case. Rep. J. 2013; 6: 59-63.

. Markus H.S., Martin R.J., Simpson M. A. et al. Diagnostic strategies

in CADASIL. Neurology. 2002; 59: 1134-8.

. A2 QenepanbHble KIMHUYECKUE PEKOMEHAALMH 10 JUArHOCTHUKE

u neyenuio 6one3nn Pabpu. Mocksa, 2015. https://api.med-gen.
ru/site/assets/files/1792/recomend-farbi.pdf

. Rolfs A., Fazekas F., Grittner, Stroke in Young Fabry Patients (sifap)

Investigators. Acute cerebrovascular disease in the young: the Stroke
in Young Fabry Patients study. Stroke. 2013; 44: 34-349.

. Bonruna C. 5. Bonesup @abpu, [Ipakruueckas MeauuuHa. HOSIOPb

2012; 7 (62): 75-79.

. Linthorst G. E., Vedder A.C., Aerts J. M., Hollak C.E. Screening

for Fabry disease using whole blood spots fails to identify one-third

19.

20.

21.

22.

Tom XII, Ne3, 2020

of female carriers. Clin. Chim. Acta. 2005; 353: 201-203. Doi:
10.1016/j.cccn.2004.10.019

Koenig MK, Emrick L, Karaa A, et al. Recommendations for the
management of strokelike episodes in patients with mitochondr-
ial encephalomyopathy, lactic acidosis, and strokelike episodes.
JAMA Neurol. 2016 May 1; 73(5):591-4. doi: 10.1001/jamaneurol.
2015.5072.

El-Hattab AW, Adesina AM, Jones J, Scaglia F. MELAS syndrome:
clinical manifestations, pathogenesis, and treatment options.
Mol Genet Metab. 2015 Sep-Oct;116(1-2):4—12. doi: 10.1016/j.
ymgme.2015.06.004. Epub 2015 Jun 15.

Al Verdura, E., Herve, D., Scharrer, E., del Mar Amador, M., Guyant-
Marechal, L., Philippi, A., Corlobe, A., Bergametti, F., Gazal, S.,
Prieto-Morin, C., Beaufort, N., Le Bail, B., Viakhireva, 1., Dich-
gans, M., Chabriat, H., Haffner, C., Tournier-Lasserve, E. Hetero-
zygous HTRA1 mutations are associated with autosomal dominant
cerebral small vessel disease. Brain 138: 2347-2358, 2015. DOI:
10.1093/brain/awv155

A3 https://omim.org/ Online Mendelian Inheritance in Man (meau-
uHCKas 0a3a «MeH/IeIeBCKOe HacIe0BaHUE Y YETIOBEKa») MO COo-
cTostHuio Ha 8.07.2020

POCCHUNCKHUA HEMPOXAPYPTUYECKHUMN )KYPHAJI umenn npodeccopa A.JL. Monenosa

73



