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Pe3tome. B cmamve npedcmasnen ananus aumepanmypvl u pazoop KIUHUYECKO20 CIVYds YepebpanbHOU aymocom-
HO-OOMUHAHMOU apmMepuonamui ¢ CyoOKOpmuKaibHblMu un@apxmamu u neuxosnuyepanronamueil (LLAJACHII).

B ez0 ocnoge nexcum omuodicenue 8 cocyoax Menkoz2o u cpeone2o Kamubpa 0CMUOPUIbHO20 ePaAHYIAYUOHHO20 Md-
mepuana. Mymayus ¢ cene NOTCH3 6 xpomocome 19p13 npusooum K 3sHauumenrbHvlM CIPYKNYPHbIM USMEHEHUIM
CMEHOK MenKUX apmepuil 6ci1e0cmeaue HapyuleHus oug@epenyuayuu u co3pesanuus 21a0KOMbIULEYHbIX KI1eMOK.
LA/TACHII xapakmepusyemcs uemvlpbMs KIIOYEGLIMU CUMNIMOMAMU: MUSPEHb, NOSMOPAIOWUECs UeMUYecKue UH-
CYIbIMbL, NCUXUYECKUE PACCIMPOUCIEA U CHUINICEHUE KOCHUMUBHBIX QyHKyuil. Knunuueckuil paz6op ciyyas npedcmasien
€ NO3UYULL MYTbMUOUCYUNTUHAPHOLO RAYUEHM-OPUEHMUPOBAHHO20 NOOX00A COBMECNHOU Pabombl HeBPOI0208 U MOp-
@onoeos. Ha ocnosanuu Knunuko-1a6opamopHuix Kpumepues NOCMAasiet 8eposmublil 0uazno3. [ e2o noomsepicoe-
HUsL BbINONHEHA OUONCUSL MblULY (KONCHO-MbIUEYHO20 JTOCKYMA C GHYMPEHHell NosepXHocmu bedep u npeonieduil)
€ Yenblo NPoBedeHUsl C8eMOBOLL U ANeKMPOHHOU Mukpockonuu. IIpedcmasiena demanuzayus pe3yismamos Mopgonocu-
4eCKo20 UCCIe008aNUs, NO36OAUBUE20 sepudpuyuposams ouacnos. Tlpusedenvt oupgepenyuanvro-ouaesnocmuyeckue
CYHCOeHUst U OaHbl PEKOMEHOAYUU N0 OAJIbHEUUEMY 2EHEMUYECKOMY MeCImUpO8AHUIO 8 CEMbe, TeUEeHUIO U NPO2HO3Y.

Knrouessie croBa: LHAIACHIL, xpurepun auar€osa, MOp(OIOTHS, THCTOIOTHSL.

Jas nurupoanmsi: CaBuyk E.A., Tonyounckas E.I1., lepounnna T.H., Bopouun I'10O., CaBuyk E.O., 3s06mmi-
xas E.}O., Maxammm T.II. IlepeOpanbpHas ayToCOMHO-TOMHHAHTHAs apTEPUOMATHS ¢ CyOKOPTHKAIBHBIMHU HH(papKTa-
MU U JielikosHuehanonaruend. Poccutickutl negponozuueckuil scypran. 2021;26(5):30-38. DOI 10.30629/2658-7947-
2021-26-5-30-38

Jas koppecnongenuun: 3s6munkas E.1O., e-mail: evgu79@mail.ru

KoH(pIuKT HHTEpecoB. ABTOPHI 3asBISIOT 00 OTCYTCTBUU KOH(DIMKTAa HHTEPECOB.

dunancupoBanue. ViccienoBanue He IMEIIO CIIOHCOPCKOM MOTIEPIKKH.

HNudpopmanus 06 aBropax

Casuyk E.A., https://orcid.org/0000-0003-4519-7575; e-mail: Elena_Savchuk12@mail.ru

T'omyounckas E.IT., https://orcid.org/0000-0003-3917-924X; e-mail: missive@mail.ru

epounnna T.H., https://orcid.org/0000-0003-3786-3195; e-mail: tn9512@mail.ru

Boponun I"1O., https://orcid.org/0000-0002-4936-4337; e-mail: selikondeg@mail.ru

Capuyk E.O., https://orcid.org/0000-0003-4519-7575; e-mail: D_S13@mail.ru

3s6mumkast E.1O., https://orcid.org/0000-0001-8216-4196; e-mail: evgu79@mail.ru

Maxkanum T.IT., https://orcid.org/0000-0003-1884-2620; e-mail: gemini_m@list.ru

CEREBRAL AUTOSOMO-DOMINANT ARTERIOPATHY WITH SUBCORTICAL INFARCTIONS
AND LEUKOENCEPHALOPATHY

Savchuk E.A., Golubinskaya E.P., Shcherbinina T.N., Voronin G.Yu., Savchuk E.O., Zyablitskaya E.Yu.,
Makalish T.P.

Medical Academy named after S.I. Georgievsky (Structural Unit) of the Vernadsky Crimean Federal University,
Simpheropol, Russia

Abstract. The article presents an analysis of the literature and a clinical case of a rare disease from the group of
diseases of small vessels — cerebral autosomal dominant arteriopathy with subcortical infarction and leukoencepha-
lopathy (CADASIL).

1t is based on the deposition of osmiophilic granulation material in vessels of small and medium caliber. A mutation

in the NOTCH3 gene on chromosome 19p13 leads to significant structural changes in the walls of small arteries due
to impaired differentiation and maturation of smooth muscle cells.

CADASIL is characterized by four key symptoms: migraines, recurrent ischemic strokes, mental disorders, and cogni-

tive decline. The clinical case study is presented from the standpoint of a multidisciplinary patient-oriented approach

of joint work of neurologists and morphologists. On the basis of clinical and laboratory criteria, a probable diagnosis
was made. To confirm it, a muscle biopsy was performed (a musculocutaneous flap from the inner surface of the thighs
and forearms), in order to conduct light and electron microscopy. The details of the results of the morphological study,

which made it possible to verify the patient § diagnosis, are presented. Differential diagnostic judgments are presented
and recommendations for genetic studies in the family, prognosis and treatment of the patient are given.
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Cokpawenusa: I'M — ronosnoi mo3r; UM — nme-
MHUUYeCKUl MHCYIbT; MPT — MarHuTHo-pe3oHaHCHas
tomorpadusi; TOM — TpaHCMUCCHOHHAS JIEKTPOHHAS
mukpockonust; [IAJTACNJI — nepebpanbpHas ayTocoM-
HO-AOMHMHAHTHAsl apTEpUONAaTHsl C CYOKOPTHKAJIbHBIMU
nHpapkramMu U JedkosHnedanonarueii; [[APACHUJI
(CARASIL) — uepeOpaibHasi ayTOCOMHO-PELECCUB-
Has apTepuonarvs ¢ CyOKOPTHKaIbHBIMUK WH(apKTa-
Mu u neikosHuedanonarueir; YCC — wgacrora cep-
neuHbix cokpammenuii; OKIT — anexrpoxapanorpadus;
MELAS — MuTOXOHIpHAaNbHAS SHICPATOMHONATHS,
JaKToANu 103 M HHCYAbTE; MMSE — Mini-Mental State
Examination; NIHSS — National Institutes of Health
Stroke Scale; SpO2 — carypanus Kuciopona.

BBenenne. AxtyanbHOW MpoOneMoll COBpeMEHHON
MEIWIIMHBI SBISETCS CBOEBPEMEHHAs JWarHOCTHKA
U JICYCHHE KaK OCTPBIX, TaK U XPOHUYECKHX (popM Hapy-
IIEHUH MO3TOBOTO KpoBooOparmiernus. K 3a0oneBanusM,
CONPOBOXKJAIOIIMMCS PAa3BUTHEM HWHCYJIBTOB, KOTHH-
TUBHBIX HapyIIEHUH, TMOpaKeHHEeM OEJIOr0 BeIlIecTBa
TOJIOBHOTO MO3ra, OTHOCAT TaK Ha3bIBaeMbIC «OOJIE3HU
MEJKHX cocymoB» [1, 2].

OCHOBHBIMHM TNIPHUYMHAMH HX Pa3BUTHS SBISIFOTCS
apTepHONIOCKIIePO3, aMHUJIOWTHAS AHTHOIATHS, THIIep-
TOHWYECKasl aHTHOMNaTus, HacCJIECTBEHHBbIE WU Te-
Herndeckne 3aboneBanus. HacmencrBennbie (Qopmbl
COCTaBISIIOT OKOJO 5% OTOM rpymnibl 3a00eBaHHM.
K nacnencTBeHHBIM BapHaHTaM OTHOCHTCS Iepedpaitb-
Hasl ayTOCOMHO-IOMUHAHTHAsI apTepHONaTus ¢ cyOKop-
TUKAJbHBIMU HH(MapKTaMH W JeliKosHIedanonarueit
(HAJACHID).

Lenv uccneoosanus. IlpoBecTr aHATU3 TUTEPATYPHI
1 pa300p KIMHUYECKOTO CIydasl peIKOro IreHeTHYeCKU
obycnosnernoro 3adonesanus — LA JJACUIL.

Marepuaa u MeToabl. lcrnonb30BaHEl IOCTYI-
HbI€ JINTEPaTYpPHBIE WCTOYHWKH M3 KATETOPWUHU PEeIeH-
3UPYEMBIX HAy4YHBIX HW3JJaHUH BBICOKOPEUTHHIOBBIX
HayKOMETPHUYECKUX 3JIEKTPOHHBIX 0a3. s ommcaHus
KJIIMHUYECKOIo ciy4asi HCIOJIb30BaHA MEIUIUHCKAs
JOKyMEHTAalUusl IAlUEeHTKH, IPOXOAMBIIECH JICUCHHE
Ha 6aze ['bBY3 Pecny6onuku Kpeim «Cumdepononbekas
ropojckast OonpHUIA Ne7, HEBPOIOTHYIECKOE OTACIICHNE
JU1s1 OONBHBIX C OCTPHIMU HAPYIICHUSIMUA KpOBOOOparie-
HUS, IEPBUYHOE COCYIUCTOE OTACICHUE, HA YTO IOITY-
YEHO MHUCBMEHHOE J0OpOBOJIILHOE HH(POPMHUPOBAHHOE
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coriacue nanueHTku. JlonoiaHuTtensHoe Mopdonornie-
cKoe 00CIIeTOBaHNE TAKXKE TIOAKPEIIEHO COTIIACHEM T1a-
LIUECHTKU U BBINOJHEHO MyTeM B35THs OuoITara JepMbl
Y MBI B ABE (PUKCUPYIOITHE CPenbl — HEHTPaTbHBII
3a0ydepeHHblii (OpMaIMH W TIIOTAPOBBIA aJIbACTHI;
MIPOBEICHBI B JIETHPATAIIIOHHON OaTapee 1 3aKII0YeHBI
B napauH 1 SMOKCUAHBIC CMOJIbI JJIsl BBIMOJHEHUS CO-
OTBETCTBEHHO CBETOBOW M 3JIEKTPOHHON MHKPOCKOIIUH.
BrinonHeHbl TOHKKE, TONYTOHKUE U YABTPATOHKHE Cpe-
361, KOHTPACTHPOBAHNE W CBETOBAas MHUKpOCKomus. J{ms
CBETOBOM NMPOOOMOATOTOBKA M MUKPOCKOIUH HCIONb-
30BaH KOMIUIEKC 00OPYIOBAaHNUS IEHTPA KOJIJICKTHBHOTO
NoJbp30BaHKs Ha Oa3ze LleHTpaabHOM HayYHO-HCCIeIoBa-
TeTLCKOM JTabopaTopun MenunuHCcKol akamemMun KOY:
cranuus Boipe3kn Gupmbl LEEC Itd., rubpunnsiii ru-
cronornueckuit mporeccop LOGOS, MOmymbHBIHN IIEHTP
it 3amuBkd Leica EG 1150, aBromatnyeckuii pota-
IHOHHBI MuUKpoToM Leica RM 2255, kpuocrar Leica
CM1950, mudposoii ckanep npenaparoB Aperio CS,
nmaboparopubiil Mukpockon Leica DM2000 (I'epmanus).
it sneKTpoHHOW MPOOOMOArOTOBKH W MHUKPOCKOIIHH
WCIIONIb30BaHbl  yasTpaMukporoMm HOO u YMTII-1,
TPaHCMHUCCHOHHBIA MUKpockorl [I9M-125 (Cymsr).

Pesyabrarbl. [HIAJIACUJI — nHacnmencTBeHHAs MH-
KpPOAHTHOIIATHsl, BEI3BAHHAS MUCCEHC-MYyTalUell B TeHe
NOTCH3 B xpomocome 19p13, 4To KIMHHYECKH TIPO-
ABJISIETCS. B BUJAE IOBTOPSIOMIMXCS JIAKyHApHBIX HH-
(hapKTOB, MUTPEHN WJIA MHUTPEHETON00HBIX TOJOBHBIX
Ooseli, MpOrpeccUpyromero KOTHUTUBHOTO Je(uInTa
IO IEMEHITNN Ha MO3JHUX CTaIHUIX, TICEBI00YIb0apHO-
To cUHApoMa U ncuxudeckux Hapymenuid. A JTACUJI
CITY’KHUT IPUINHON 2% IaKyHapHBIX HHCYIBTOB B COYE-
TaHUU C JIEHKOapeo30M Yy MalueHTOB Mosoxke 65 set [3].

Pacmipoctpanernocts [HAJACUJI 1o pa3HbM
naHHBIM cocTtaBisieT oT 0,8 10 5 ma 100 000 yenoBek.
HAJACHIT cokpamaer TPOAOKUTCILHOCTh  HKH3-
HU: CPEIHUH BO3pacT CMEPTH MAIHEHTOB COCTaBISET
64,4 roga y my>xxunH u 70,7 roma y xxeHImuH [4].

B ocHoBe 3a00sieBaHMs JICKUT OTIOKEHHE B COCYAaxX
MEJIKOTO M CPEIHEro KaJnOpa OCMHO(IIBHOTO TPaHy-
JSAUOHHOrO Marepuana. Mytauusa B rene NOTCH3
B XxpoMocome 19p13 mpuBOANT K 3HAYUTEITHLHBIM CTPYK-
TYpPHBIM M3MECHEHHSIM CTEHOK MEJKUX apTepuil BCien-
cTBHE HapymieHUs IuPPepeHnnanu W CO3PCBAHUS
V18 IKOMBIIICUHBIX KIIETOK.
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HALACHII xapakTepu3yeTrcsi 4YeThIpbMs KIIIOUEBbI-
MH CHMIITOMAMH: MHUIPEHb, ITOBTOPSIOIINECS HILEMH-
YeCKHUe WHCYNBTHl WM TPAH3UTOPHBIE HWIIEMUYECKHE
aTaku, ICUXUYECKHE PACCTPOMCTBA U CHIPKCHHE KOIHU-
TUBHBIX QyHKIMH [4]. CTeneHp BRIPaKEHHOCTH KIMHH-
YECKHUX NPOSBICHUI MOXXET BapbHUPOBATh B 3aBHCHMO-
CTH OT TsDKecTu 3aboneBanus. K panHuM cumnTomam
3a00J1eBaHMsI OTHOCUTCSI MUTPEHBb — Yallle BCTPEeYaeTcst
MUTPEHB C aypoid, MOXKET OBITh aypa 0e3 roJIoBHOM 60N
(5, 6].

[ToBTOpHBIE TpPaH3UTOPHBIE HIIEMUYECKHE aTaKH,
MaJible MHCYJIBTBI OTHOCSTCS K HauOojee 4acThIM Ipo-
SIBJICHUSIM 3a00JIeBaHUS U BeTpedaroTcst y 60—85% 60ib-
HBIX [6, 7]. LlepeOpoBackynsipHbIE COOBITHS BO3HUKAIOT
B Bo3pacte oT 20 10 70 neT, y ManueHToB MOCTENeHHO
HapacTaeT HEBPOJIOTMYECCKUNA NePHUUUT M YXyALIat0TCs
KOTHUTHBHBIC (PyHKIUHU [8]. JleMeHIMsI SBISCTCS BTO-
PBIM 10 YacTOTe KIMHNYecKUM npr3HakoM LIAJTACHUII,
a cpeaM ee TPOSIBICHUH JOMHHUPYIOT MPH3HAKH JI0O-
HOU AUC(YHKLIUH, KOPKOBBIE paCCTPONCTBA BCTPEUAIOT-
Csl pe/Iko, B OCHOBHOM Ha KOHEYHOM CTaJUH Ipolecca.
[Tpu3Haku 100HOHM AMCOYHKLIUH TPOSBISIOTCS B BHUJIE
CHIDKEHUS] MOTHMBAllMM, WHUIIMATUBBI U KOHICHTPAIIH
BHUMAaHUS, 3aMEJICHHOCTH KOTHUTHBHBIX NPOLIECCOB,
HapyIIeHUsI OMNEepaTHBHON MaMSATH, MMITYJIbCUBHOCTH,
actenud [9].

Y 60% manuenToB B Bo3pacTe oT 35 1o S0 et mosiB-
JISIFOTCS KOTHUTHBHBIE PACCTPONCTBA, KOTOPBIE HAapacTa-
0T 110 Mepe MPOTPeCcCUpOBaHNS 3a00IEBaHNUs 10 JeMEH-
MU Ha O3AHMX cTaausx [8]. Ilcuxuueckue HapyIeHUs
OTMEUaroTCsl MpUMEpHO Y 25-30% manueHToB, 00bIYHO
B (hopMe yMEPEHHO BBIPAKEHHOM JCTIPECcCrH, OUIONsIp-
HOTO paccTpOiCTBa, MAHUYECKUX aTak M araThuko-aly-
nuyeckoro cunapoma [10, 11].

[lo pgamseiM A.M. Drazyk, y kaxaoro jaecs-
TOrO TMAIMEHTa ONUCAaHO BO3HUKHOBEHHE OCTPOMH
HAJACWJI-3Huedanonarun. B ortnuame ot mpeumy-
LIECTBEHHO ITOJKOPKOBBIX IPOSIBICHUN JIaKyHapHBIX
unpapkron, LHAJACHJI-3H1IedanonaTus IposiBIsSETCS
PSIOM KOPKOBBIX CHMITOMOB, BKJItouasi adasuio, He-
IJIEKT, alipakCUIo U 3pUTEIbHYIO arHo3uio. B monoBrHe
cllyyaeB SHIE(aIonarusi COMPOBOXKIACTCS 3PUTEIIb-
HBIMM rajumonuHanusMu. K MeHee pacmpocTpaHeH-
HbIM KiauHu4eckuM npusHakaM LHAJTACUII otHOCSTCS
SMMIIENTHYECKHe IpucTymsl [12, 13], BHyTpuMO3roBbie
KpoBouziusHus [14] u napkunconusm [15].

Baxnoe JAarHOCTUYECKOE 3HAYCHUE
npu HAJJACHIT umeer MPT ronoBHoro mo3sra. Ee tu-
MUYHBIMU HEUPOBU3YaTH3alIMOHHBIMI O0COOCHHOCTAMHU
SBJISICTCS BBIP@XKEHHAs JIeHKosHIe(aIonaTust — rumep-
WHTEHCHBHOCTH OEJIOTO BEIECTBa, YaCTO 3aTparkBaro-
11asi BUCOYHBIN TOJIIOC M HAPYKHYIO Karcyily, a TakkKe
MHO)KECTBEHHBIC JIAKyHAPHbIC WHPAPKTHI U PEXKE MH-
KpokpoBousnusiHus [16, 17]. JInst nocTaHOBKM JUarHosa
WCIOJIB3YIOT AUArHOCTUYECKUE KPUTEPUH, COTIIACHO KO-
TopeiM LIAZTACUJI MOxeT OBITH BO3MOXKHBIM, BEPOSIT-
HBIM M IOCTOBEPHEIM [2].

Huarno3 Bo3moxknoid HHAJJACHII Bxitodaer cieny-
OIIIe KPUTEPHUN: BO3pacT B Jie0roTe 3a00IeBaHus CTap-
ure 50 JyieT; MOBTOpHBIC JIaKyHapHbIe MH(APKTHI, Hapy-
[IEHUE HACTPOCHUS, JIEMEHIIHIO; COCYAHUCThIE (PaKTOPBI
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pHUCKa B BUJE apTepHaIbHOW THUIEpTEH3Wu 1-i creme-
HU, TUNEPIUINIEMUN, KypEeHHs WIN NIPHEMA OPATIbHBIX
KOHTPAIIETITUBOB; OTCYTCTBHE CBEIEHHH O COCTOSHUU
30POBBSl POJICTBEHHHUKOB; crienuduueckyto MPT-kap-
TUHY — JIaKyHapHbIe UHPAPKTHI B TIOJKOPKOBOM OEJIOM
BellecTBe, Oa3zalbHBIX TaHDIUAX, TalaMyce U MOCTE
C pacmnpoCTpaHEeHHBIMU 04aroBO-Iu(pGy3HbIMHU (JIEHKO-
apeo3) M3MEHEeHUsIMH Oestoro BemecTa. Ha one moBwbI-
HICHHBIX [H(P apTepUaTLHOTO JABJICHUS OCHOBAHHUEM
npeanonarats auarano3 LHAJIACHII moxeT cTath siBHAs
JICCOIIMAIIAS MEX]Ty CPAaBHHTEILHO HEOOJBIION BbIpa-
JKEHHOCTBIO apTepHaIbHON TMIIEPTOHMM W 3HAYUTEIIb-
HOW pacripOCTPaHEHHOCTHIO MOPaXKEHHU OEeJIoTO Bellle-
CTBa rojIoBHOTO Mo3ra [18].

Bepostayro HAJJACUJI nuarHocTHpyIOT B CiIydae,
eciu BO3pacT B AeOroTe 3aboneBanus Monoxe 50 ner;
NP HaJMYUHU XOTS OBl ABYX M3 CIEAYIOUINX KIUHHYe-
CKHX TPHU3HAKOB: WHCYJLT, MUTPEHb, HapylIEHUE Ha-
CTPOEHMS, CyOKOPTHUKAIbHAS IEMEHIHS; OTCYyTCTBHE CO-
CYIUCTBIX (PaKTOPOB PUCKA, STHOJOTHYECKHU CBSI3aHHBIX
C HEBPOJIOTHYECKUMH IMTPOSBICHUSMHU; OYEBUIHOCTH Ha-
CJIEJICTBEHHOM ayTOCOMHO-IOMMHAHTHOH Mepeaydn; 1no-
pakeHue OesIoro BEIIecTBa MOTyIIapHil TOJIOBHOTO MO3-
ra U OTCYTCTBHE KOPTHKaJbHbIX MH(apkToB npu MPT
[2, 18].

JlnarHo3 cuMTaeTcss JOCTOBEPHBIM IPU HAIMYUHU
kputepueB BepositHoro LJAJTACHJI, a Taxxe BbIsBIIE-
HUM TeHETHUYECKON MyTalluy W/WIH apTEPUOIIATHH C Xa-
PaKTepHBIMH T'PaHYJISPHBIMH OCMUO(DUIBHBIMU BKJIIO-
YEHUSIMH TTPH OMOTICUU KOXKW/MBIIIIIBI [2].

Ipuamnaoit LHHAJIACWUJI sBisieTcst MyTaiusi B T€HE
NOTCH3 na 19-i1 xpomocome. B 95% cnydaes
ipu LIA TIACHJI BBISIBISIFOTCST MECCEHC-MYTAITUH B 3TOM
reHe, IPUBOJAIINE K TOTEPE WM HapaIllMBaHUIO IIUCTE-
WHOBOTO OCTarKa OIPENEJICHHOTO JOMEHa TPaHCMEM-
OpaHHOTO OemnKa. DTO BBI3BIBACT M3MEHEHUE TPETHYHON
CTPYKTYpBHI Oellka M, COOTBETCTBEHHO, HapyIIEHUE €ro
($yHKIMH YBEIMYCHUE NI YMEHBIICHUE YHCIIA IUCTEU-
HOBBIX OCTATKOB SIBJISIETCS BEAYIIUM THIIOM MOJIEKYIISIp-
Horo nedekra npu [[AJTACUJI [19].

Bueknerounsiii qomen Oenxa NOTCH3 tipu CBSI3HI-
BaHMU CO CBOMM JIMT'aHJIOM OOBIYHO MOJBEPraeTcst Mpo-
TEOTUTHYECKOMY paciierienuio. [lpyu Hapymennn ero
CTPYKTYPBI TAKOTO pa3pyLICHUs HE TPOUCXOANT, U OEJI0K
HAKaTUTMBAETCs, SIBJISAACH OCHOBHBIM KOMITOHEHTOM OC-
MHOQWIBHBIX CTPYKTYp, BH3YAJIU3UPYEMBIX HPHU dJICK-
TPOHHOW MUKPOCKOTINH. TaKkue CKOTUIeHNSI HHTHONUPYIOT
HOPMaJIbHBIH METa0OJIN3M IJIaJIKOMBIIICYHBIX KIETOK
[20]. 3BecTHO, YTO TIIaKOMBIIIICUHBIC KICTKH CTCHKU
coCy/la yJacTBYIOT B BBIpaOOTKe (pakTopa MpoHHUIIaeMO-
ctu cocynoB (VEGF). CnenoBarensHo, Tpyu HapyIIeHUN
X MeTabonn3Ma YMEHBIIAETCSl MPOHUIAEMOCTb COCY-
JACTOU cTeHkH [21].

Mopdonornyecku IHAJJACUJI  xapakrepusyer-
csl JlereHepaleil TIaJKOMBIIIEYHBIX KIETOK COCYIOB
M HAKOIUICHUEM TPaHyIS[PHOTO OCMHO(PHIBHOTO Ma-
Tepuana B BUAE BHeKIeTowHOH wactu NOTCH3 [22].
OTO MPUBOAUT K MPOrPECCHPYIOLIEMY CYKEHHIO KpPO-
BEHOCHBIX cocynoB [23]. IlpucyTcTBHe TpaHyIsIpHOTO
OCMHOUIBFHOIO MaTepHuaja Mo BCEMY apTepHalbHO-
My JIepeBy OBUIO TIOATBEPXACHO B XOJE€ OOIMIMPHBIX
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YABTPACTPYKTYPHBIX HcCenoBaHui. B kammmuispax
KOXXU MOYKHO HaOIr0/1aTh parMeHTHPOBaHHBIE MHOITHU-
ThI B COCYIHUCTBIX CTEHKaxX M HeOOJBIIOE KOIMYECTBO
TPaHYJISPHBIX OTIIOKEHUH OCMHO(DHUILHOTO MaTepua-
na. KiieTkn BHyTpEHHET0 ClIosl COCY/I0B TOHKHE, C BBI-
CTYTAIONUMH SIZJpaMHU, HENPaBHILHON (OpPMBI, sd1pa
UX C OOWIBHBIM TeTePOXPOMATHHOM, a LUTOIUIa3Ma
obexaneHa u ocMuopuiIbHa. MUKPOTPYOOUKH COOpaHbI
B KOMITAKTHBIC MMyYKH, 0a3ajibHas MeMOpaHa HEpaBHO-
MEpPHO YTOJIIIEHa U 04araMu 3aMeleHa rpaHyJIupoBaH-
HBIM OCMHUO(DUIHLHBIM MaTepuaaoM [24].

Crnemyer ydYWTBHIBaTh, YTO JIOXKHOOTPHIIATEILHBIC
pe3ysabTaThl MPU UCCIIEJOBAHNU KOKHON OMOTICHMM BO3-
HUKAIOT M3-32 04aroBOTO XapaKTepa TPaHyIsPHOTO OC-
MHO(UIIFHOTO MaTepuana B KOXe, U TIarejIbHas OleH-
Ka BCero OMONTAaTa KOXKH, BKITFOYast HECKOJIBKO TITYOOKHUX
Y4aCTKOB, MOKET MHUHHMH3HUPOBATH YAaCTOTY JIOAKHOOT-
pULATENBHBIX PE3YAbTATOB [24].

B Hacrosimee Bpemsi airoOpuTM JICUCHHS] OOJBHBIX
HAOACHJT dyerko He paspaboraH. PexomeHmyercs
KOppeKIusa (hakTOpOB PUCKA Pa3BUTHS HIIEMHUYECKOTO
WHCYIIbTA: apTepHabHON TUTIEPTEH3UH, CaXapHOTO JIna-
Oera, TMIepXoJIecTepUHEMHH, OTKa3 OT KypeHHs; TIocie

RESEARCHES AND CLINICAL REPORTS

MEPEHECEHHOr0 HIIeMHYECKOT0 WHCYIIbTa HE0OXOIuM
npueM aHtuarperantoB. [Ipu pasBUTHH BBIpa)KCHHBIX
KOTHUTHBHBIX HAPYIIECHHH 11e1ecO000pa3Ho MPUMEHEHHE
WHTHOUTOPOB alleTHIXOIHHACTepasbl n/mimum NMDA-aH-
TaroHucTos [1].

[IpuBogum coOcTBeHHOe HalOJIAeHUE MAlHU-
entku K., 43 roma, xotopas moctymmia B OTHEJe-
HUE U1l OOJIBHBIX C OCTPBIM HApYLICHUEM MO3TOBOTO
KpOBOOOpaIeHns ¢ kano0aMHu Ha TOJIOBOKPYKEHHE,
c1a00CTh, HEJIOBKOCTh B NMPABbIX KOHEYHOCTSIX U He-
4eTKOCTh pedu. CocTosHMe YXYAIIMIOCHh BHE3al-
HO: Ha (hoHe moabeMa apTepuaJbHOTO NABICHUS /10
240/120 MM pT. CT. BOSHUKJIM BBINICOTTHUCAHHBIE Ka-
7100b1. 32 MEIMLIMHCKON MOMOIIBIO 0OpaTHiach yepes
JIBa JTHS.

W3 anaMHe3a cTano U3BECTHO, YTO OKOJIO TOAa Ha3a
MALMEHTKA MEepEHecIa Ml MILIEMHUYECKUI UHCYIIBT
B BepreOpoOa3mIsipHOM OacceifHe; Tocie JieueHUs
BOCCTaHOBMJIACh TOJHOCTBIO W BEpHYNACh K TPYAOBOMH
nesitennbHOCTH.  OHAKO TMEPUOAMYECKH  OECIIOKOMIIO
TOJIOBOKpPYKEHHE HECHUCTEMHOTO XapakTepa, 3MOIHO-
HaJIbHAas! JaOMIIBHOCTD U TOJIOBHBIE OOJIM MUTPEHO3HOTO
XapakxTepa.

Puc. 1. MPT ronoBsHoro mMo3ra: 4 — anddy3HoHHO-B3BELIEHHOE U300paxeHue; b — pexuM T2 (JlakyHbI, pacIIUpeHNe TIePUBACKY-
JSApHBIX npocTpaHcTB); B — SWI (MHOXecTBeHHbIe TiTyOuHHBIE 1iepeOpaibHble MUKpOoKpoBou3iausanus); I — FLAIR (BeipakeHHas
THIIEPUHTCHCUBHOCTH OEIIOTO BEIECTBA)
Fig. 1. MRI of the brain: 4 — diffusion-weighted image; 5 — T2 mode (lacunae, expansion of perivascular spaces); B— SWI (multiple
deep cerebral microbleeds); /"— FLAIR (pronounced white matter hyperintensity)
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W3 anamHe3a u3HU U3BECTHO, uTo ¢ 20 j1eT y 00Jib-
HOW OTMEYaINCh MUTPEHO3HbIE IPUCTYIIBI B (hopMe To-
JIOBHBIX 0OJICH MYJIbCUPYIOIIETO XapaKkTepa ¢ TONTHOTON
JUTUTETIBHOCTBIO OT HECKOJIBKHX 4acoB 10 3 CYT € 4acTo-
Toi 1-2 pa3a B mecsIl.

Crtpamaer THUIEPTOHHYECKOH OOJE3HBIO  OKOJIO
10 mer.

[locne mepeHECEeHHOro MIIEMHYECKOTO MHCYIbTa
MaIMeHTKa MOCTOSHHO TPUHUMANA aleTHICATUIINIO-
BYIO KUCJIOTY 75 Mr, nepusaonpua 10 Mr u aMaoqunuH
5 mr pa3 B cyTku. Ha ¢one Tepanuu aprepuaipHOe 1aB-
JIeHWe TojiepkuBaiock B mpexenax 120-130/80 mwm
pr. cT. 3 dakTopoB pHcka Takke OTMEYaIOCh Kype-
Hue ¢ 20 et g0 3 curaper B CYTKM M OTATOLICHHAs
HACJIEICTBEHHOCTh 10 MAaTEepPUHCKON JUHUMU. Y Marepu
¢ 40-eTHero Bo3pacTa OTMEYAINCh PELUANBUPYIOIIUE
WIIeMUYECKHE MHCYJIBTHI C MOCIEIYIONUM pa3BUTHEM
KOTHUTUBHBIX HapylIeHUH. B HacTosmee Bpems marepu
66 J1eT, MPOXKUBACT C I0UEPHIO.

Comarndeckuii cTaTyc NalUeHTKH IPU NOCTYTIEHUH
0e3 ocobeHHOCTEH. ApTepuanbHoe AapieHue 140/80 mm
PT. CT., IyAbC 72 yA/MHUH, pPUTMUYHBIH.

Hesposornueckuii  craryc:  CcO3HaHHE  SICHOE,
npu KoHTakTe OblcTpo ucTomaerca. OOpamiaio BHH-
MaHHUe CHW)KEHHE KPUTHUKU K CBOEMY COCTOSIHMIO, TIO-
BBIILICHHAS! OTBJEKaeMocTh. llanmeHTka mnpaBHIBLHO
OpUEHTUPOBANACh B TPOCTPAHCTBE, BPEMEHH M COO-
CTBEHHOH JIMYHOCTH. BBIIM JOMYIICHBI [BE OIMIMOKH
MIpY BBITIOTHEHUH TECTa IOCIE0BaTeIbHOTO BBIYMTA-
Hus urcen. [lo mkane MoCA — 24 0aina, BBISBICHBI
HapyIIeHUs cyeTa M KOHIEHTpaluu BHUManusl. 1o mka-
ne MMSE — 27 6amnoB. MeHuHTeanbHble 3HAKA HE
OTIpeIeTSUINCh. JIBMKEeHHs TIa3HBIX SOJIOK B TOJHOM
o0beme, HaOMONANCs HHU3KOAMIUIUTYIHBIN B30p-MH-
NyUMpoBaHHBIH HHcTarM. (OTMmedanach acUMMETPHS
JIMIIA 32 CYET LEHTPAJIbHOM HEeIOCTaTOUHOCTH JIMIIEBOTO
HepBa cripaBa. Peub n3MeHeHa 1Mo THIYy YMEPEHHO BBI-
paxeHHOW auzapTpuu. [moraHue He HapyuieHo. [Jo-
TOYHBIC pediIeKchl 0XKHBIICHBI C JIByX CTOPOH, PaBHEIC.
JleBuanus si3p1ka BrpaBo. ONpenesnsuiich MoJI0KUTENb-
HBIE CUMIITOMBI OpaJIbHOTO aBTOMaTu3Ma (MapuHecKy—
PanoBuum, HazomaOWambHBIA, XOOOTKOBBIN pediiexc).
BhIsiBIIEH NPaBOCTOPOHHMM YMEPEHHO BBIPa)KEHHBIN
reMuIape3 — Cujla CHIKCHA B NPaBbIX KOHEYHOCTSIX
10 3 6aJuIoB, OTMEYAIOCh ACUMMETPHYHOE MOBBIIICHNE
DIyOOKHX CYXOKMJIBHBIX M HaJIKOCTHUYHBIX PEQIICKCOB
¢ 1ByX cTopoH. [lonoxurensubiil cumitoM baGuHCKOTO
¢ AByX cTopoH. [Ipu npoBepke 4yBCTBUTEIBLHOCTH OIpe-
Jensanach TMPaBOCTOPOHHSS remurumnecresus. Koop-
JMHATOPHBIC MPOOBI BBIIONHSIA C JIETKOW WHTEHLHEH,
MaJIbIIEHOCOBYIO MPOOY ClieBa, KOJICHHO-TISITOUYHYIO ITPO-
Oy c yMepeHHOI1 aTakcuei ¢ AByx cTopoH. B nmpode Powm-
Oepra MmanyeHTKa CTOsIa € IIMPOKO PacCTaBICHHBIMH
HOTaMH, OTMEYajoch MOIIATEIBAHUE BO BCEX HalpaBile-
Husx. [loxomka BO3MOXKHA TOJBKO C MOIJEPKKON H3-3a
reMuIapesa u arakcuu. B mpornecce ocMorpa Habrona-
JIOCh CHIKEHUE KOHIIEHTPAIMU BHUMAHUS, PSIT 3a/1aHUH
MIPUXOANUIIOCH TIOBTOPATh HECKoJMbKO pa3. Ilo mixame
NIHSS — 4 6aa.

[Ipu naboparopHoM 00CIEIOBaHUN OTMEYAIOCH I10-
BBIIIEHHE TEMOIIIOOMHA, TEeMAaTOKPWUTA, SPUTPOIMTO3.
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JucnunuaeMuu, TUTIEPIITUKEMIH, HAPYIICHUS QYHKITUT
IIEYEHH U NOUYEK He BbIsABIEHO. Ha anexTpokapauorpam-
Me PUTM CHHYCOBBIH, THIIEPTPOQUS JTEBOTO HKEITYI0UKa.

[lo maHHBIM IYIUIEKCHOTO CKaHMPOBAaHUS Opaxuole-
(haNbHBIX apTepuil IMEJI0 MECTO YTOJIIICHUE KOMILICK-
ca MHTHMa-MeAMa M HapyleHue IudQepeHInpoBKU
Ha CJIOH.

[Ipu MPT rosoBHoro mosra B 0a3ajbHBIX sApax
¢ 00enx CTOpOH, B IOOHBIX, BUCOYHBIX U JIEBOW T€MEH-
HOM JIOJIAX, a TaKK€ B MOCTY M IMOJIIIAPHUIX MO3KEU-
Ka BHU3YaJIM3UPOBAHBI MHOKECTBEHHBIE JIAKyHapHBIE
nHpapkTel pasmepoM 4-11 mMm. B Oemnom Bemectse
OOMBIIMX TOTYIIApUil TOJIOBHOTO MO3ra OBLIM BBISB-
JIEHBl YYaCTKH THIIEPUHTEHCUBHOTIO CUTHAJIA B PEKUME
T2 u FLAIR cnuBHOTO Xapaktepa (Fazekas 3). Bokpyr
MEPEAHNX U 33aJHUX POrOB OOKOBBIX JKEIIyIOYKOB 30HA
neiikoapeo3a. B 6enom BemecTBe OONBIINX MOTyIApHA
TOJIOBHOTO MO3ra, MPEUMYLIECTBEHHO B LIEHTPAIBHBIX
OTJenax, a Takke B CPETHEM MO3Te, CTPYKTypax MOCTa
1 000UX MONYLIAPHSIX MO3KEUKa — MHOKECTBEHHBIC
oyaru BhINIaZieHnsa curHaita Ha SWI, pasmepom 2—7 mMm
(MuKpokpoBouzHsHES) (pUC. 1).

Takum oOpazom, y OONbHON 44 JIeT WUMEIUCh KIIH-
Hudeckue kpurepun BepostHoro L{AJIACUJI: murpens
0e3 aypsl, IepeHeCEeHHBIN JTaKyHAPHBIH HHCYIIBT, KOTHHU-
TUBHOE CHIDKCHHE, IPU3HAKHU LepeOpabHOH MUKpOaH-
ruonaruu Ha MPT.

s monTBep)KIAeHMsT IMarHo3a Oblla BBIOJIHEHA
OMOTICHsT KOXKHO-MBIIIIEYHOTO JIOCKyTa C BHYTpPEHHEH
MMOBEPXHOCTH Oeziep M MpEeANIeyrnid ¢ Leablo IpoBere-
HUSI CBETOBOM U 3JIEKTPOHHON MUKpOcKkonuu. [Ipu cTan-
JapTHOM 0O030pHOH OKpacke I'€MaTOKCHIMHOM U 30-
3MHOM OHWONTAThl OBIIM TIPENCTABICHBI (hparMeHTaMu
KOYKH, MOKPBITOM MHOTOCIONHHBIM IUIOCKAM O3IHUTENH-
eM co ciabo BBIpaKEHHBIM TManmwioMaro3oM ((hopmu-
pOBaHHE COCOYKOB) M THIIEPKEpPaTro3oM (M30BITOYHOE
OpPOTOBEHHE), OYaroBBIMU CKOTUICHUSIMH KOPUYHEBOTO
MUrMeHTa (MeJIaHnHa) B 6a3aibHbIX oTaenax. [lox snm-
TenreM Ha (POHE OTeKa COCOYKOBOTO U CETYATOTO CIIOEB
JIEPMBl ONPEEIIN HaJu4nue 04aroBOd OKOJIOCOCYAH-
CTOH (TIepUBaCKyIIPHON) TUM(POIUTAPHON MHPHUIBTpa-
LMK C MPUMECHIO €IMHUYHBIX JelKkonuToB. KpoBeHoc-
HBIE COCYIBI JIEPMBI 04aroBO OBIIM THIIEPEMHUPOBAHEI,
04aroBO MapaJIMTHYECKH pACHIMPEHBI, 3allyCTEBIINE
C THUNEePTPOPUPOBAHHBIMHI CTEHKAMH. DHJIOTEIHOIUTEHI,
(hopMupyIOIIME BHYTPEHHIOK BBICTHIIKY COCYIOB, Me-
CcTaMu OBLTH PaCcIOJIOKEHBI B BUJE YacTokoja (puc. 2,
A, B), 4TO HE XapakTepHO B HOpPME.

[lonnexamas MmplledHas TKaHb OblIa TPEACTaB-
JeHa TYYKaMH SPKO-PO30BBIX 303MHOQPHIBHBIX Be-
PETEHOBUAHBIX MBIIIEYHBIX KJIETOK C HEPAaBHOMEPHO
BBIPAKEHHBIM OTEKOM, OYaroBBIMH TOYEYHBIMH KpO-
BOM3NMUSHUSAMA. KpOBEHOCHBIE COCYABI HE3aBHCHUMO
OT CTENEHU Tpajauuy (KanuuIIpHOTO THIIA, apTepu-
OJIBI) C TUTIEPTPOPUEH MBIMICTHOTO CIOS. DHIOTEITHI
OBUT YIUIOIIEH, KIETKH OPHUEHTHUPOBAHBI MapajlieIbHO
0azanpHBIM MeMOpaHaM. SIBI€HHS MEepUBACKYISIPHOTO
oTeka ObUIM MUHHMAJbHBI, IPYU 3TOM OTMEYaJOCh Ha-
JUYHE YYaCTKOB pa3pacTaHus COSAMHUTEIbHOTKAHHBIX
BOJIOKOH KaK B CTEHKax CaMHX COCY/OB, TaK U B OKpY-
xKaromieit ctpome (puc. 3, A, b).
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Puc. 2. buonrar koxxu. Okpacka reMaToOKCHJIMHOM M 303uHOM. ¥YB. 100%X: 4 — MenaHo3 6a3ajabHOTO CJIOs AUAEPMHCA (CTpesKa), ouar
MIePUBACKYISIPHOI TuM(OonIHON HHPUIBTpanuu (oBan); b — TUMepeMus U MapeTHUSCKOe PacIuPEeHHe COCYIOB, MEPUBACKYISIPHBIH
oTex U muMpoIuTapHas HHOUIBTPAIHS (CTPEIKN)

Fig. 2. Skin biopsy. Staining with hematoxylin and eosin. 100x: 4 — melanosis of the epidermis basal layer (arrow), the focus of
perivascular lymphoid infiltration (oval); 5 — hyperemia and paretic vasodilation, perivascular edema and lymphocytic infiltration
(arrows)

Puc. 3. bronrar koxxu. Okpacka reMaTOKCHIMHOM ¥ 903HHOM. ¥YB. 100X: 4 — KaImmyuisp ¢ yTONIIECHHOH 0a3albHON MeMOpaHOit U re-
PUBACKYJSIPHBIM CKJIEPO30M (CTpelika); 5 — TunepTpodust MBIIIETHOTO CIIOSI apTEPHOIIBI (CTPEITKH)

Fig. 3. Skin biopsy. Staining with hematoxylin and eosin. 100x: 4 — capillary with a thickened basement membrane and perivascular
sclerosis (arrow); 5 — hypertrophy of the muscle layer of the arteriole (arrows)

— " » - ' B

Puc. 4. TpancMuccHOHHAs JIEKTPOHHAs MUKpockonusi. buonrar koxu (pparment aepmsi). ¥YB. 5000x: 4 — mpomoibHbL cpe3 ap-
Tepun; b — W3BUTOW XOJ apTepHU MeNKoro kanuopa. Ha 000uxX pUCYHKAX TpaHYISIPHBIA 0CMHO(DMIBHBIN MaTepuan B funica media
aprepuii (cTpernka)

Fig. 4. Transmission electron microscopy. Skin biopsy (dermis fragment). 5000%: 4 — longitudinal section of the artery; 5 —
a convoluted course of a small-caliber artery. In both figures, granular osmiophilic material in the funica media of the arteries (arrow)
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Tabnuia 1
Jlnarnocruyeckne KpUTEPHUN HACTeACTBEHHBIX 3a001eBanmii, Tpedyomux audpdepenunansuoii anarnocrukn ¢ HAJACHUJI
Haspanue I'eneTnyeckne MyTanuu HAomoanurensusie MPT ronoBHOro Mo3sra Buonrar
3a00/1eBaHUS KJINHUYEeCKHe PU3HAKH
IHAPACHJT T'en HTRAI Ha niMHHOM JIrombaro, anonerus MHoKeCTBEHHbBIE He BuisBiIsItoTCs
tede xpomocomsl 10 1026 | B MorozoM Bo3pacte JITaKyHapHbIC HH(APKTHI, crienuguyecKre
(20-30 ser) nelikosHIehanonaTus OCMHUO(UIIBHBIC TPaHYIIbI
MELAS Toueunsle MyTanuu B reHe Kapanomunonarus, [Topaxenue ronoBHoro mosra He | [TIoBeimenue gomu
TPHK, M/IHK, B ocHOBHOM MUOTIATHSI COOTBETCTBYET OIPEAEICHHON PBaHBIX KpacCHBIX
B JIoKyce A3243G C JIAKTOAL1J030M, 30HE KPOBOCHAOXKEHUSI, YACTO BOJIOKOH U HaJINuKe
(heHOTHITHYECKI BOBJICKAIOTCS 3aThUIOYHAS, COCY/IOB € BBIPaXKEHHOM
OTMeuaeTcs BHCOYHAsI ¥ OKOPKOBBIC peakiyeit Ha CyKIUHAT-
HHU3KOPOCJIOCTh 005acTH, BBISIBISIETCS JeTHAPOTeHa3y
KaJbLIU(pUKaIHs 0a3anbHbIX
TaHIIMEB U OTIIOKCHHE JKeJe3a
Bonesnnr ®abpu Myrauusi B rese anbda- Axpornapecre3uu TMnepruHTEHCHBHOCTD He BoisiBisiioTest
rajgakTo3u/a3bl, YTO HEBPONATHYECKUE OeJoro BelecTsa crenupuIeckue
MPUBOIMT K JACPULHTY 0011, aHTHOKEPATOMBI, B MIEPUBEHTPHUKYIISIPHBIX OCMHO(UIIBHBIE TPAHYIIBI
(epmenTa anbda- SMUICTITHYSCKUE 1 MOAKOPKOBBIX 00JIACTSX,
raJaKkToO3Ma3bl HPHUCTYTIBI, COCYJMCTBIE AaHOMAJIMHU B 3a/THEM
aKpoIapecTe3ny, [P IPOrPECCUPOBAHUHI Oacceiine
HEBPOINAaTHYECKUE MOUYeYHast ¥ cepledHast
60111, aHTHOKEPATOMBL, HEJI0CTATOYHOCTh
SMUIENITHYECKUE TIPUCTYIIBI,
BCTPEYAIOTCSI Yallle, TAKKe
TPH IPOTPECCHPOBAHUI
HPUCOCANHSACTCS
MOYCYHAsI U CepeHast
HEJI0CTaTOYHOCTh
Llepebpanbhas MucceHc-MyTaluy B reHe Onuientuyeckue Mukporemopparus, J1akyHapHble | BolsgBieHue ckorieHui
HaCJIeZICTBEHHAs APP TIPUCTYIIBI MHCYJIBTHI, JIeiiKkodHIIeatonaTus | aMmuaona
AMUJION/THAS
QHTHOTIATHS
Table 1
Diagnostic criteria for hereditary diseases requiring differential diagnosis with CADASIL
Name of the disease Genetic mutations Additional clinical signs MRI of the brain Biopsy
CARASIL HTRAI gene on the long arm of Lumbago, alopecia ata | Multiple lacunar infarctions, No specific
chromosome 10 10q26 young age (20-30 years) | leukoencephalopathy osmiophilic granules
MELAS Point mutations in the tRNA gene, Cardiomyopathy, The brain damage does not An increase in the
mDNA, mainly in the A3243G locus | myopathy with lactic correspond to a certain zone proportion of torn
acidosis, phenotypically | of blood supply, the occipital, red fibers and the
noted short stature temporal and subcortical regions | presence of vessels
are often involved, calcification | with a pronounced
of the basal ganglia and iron reaction to succinate
deposition are revealed dehydrogenation
Fabry disease A mutation in the alpha-galactosidase | Acroparesthesias, White matter hyperintensity in Vascular anomalies
gene, which leads to a deficiency neuropathic pains the periventricular and subcortical | in the posterior basin.
of the alpha-galactosidase enzyme with progression, regions specific osmiophilic
acroparesthesias, neuropathic pains, | angiokeratomas, epileptic granules are not
angiokeratomas, epileptic seizures, seizures and heart failure detected
are more common; renal and heart
failure
Cerebral hereditary | Missense mutations in the APP gene | Epileptic seizures Microhemorrhages, lacunar Detection of amyloid
amyloid angiopathy strokes, leukoencephalopathy accumulations
[Ipu 21€KTPOHHOI MUKPOCKONIMM B CETYATOM CJIO€ Takum  oOpasom, Mopdonoruyeckass  KapTH-
JAC€PMblI  ONPEACTIAINUCE apTCpUn C pacClIUpPpCHHBIM Ha MOXCET COOTBETCTBOBATH JUAIHO3Y JOCTOBEpPHAasA
cyOsHnoTennanbHbIM nipocTpancTBoM. Cocymnucteie  LTAJIACUII [2].

[JIaIKOMBIIIIEYHBIE KIJIETKH TOJTUTOHAJIBHONH (OPMBI
MMENIM NPU3HAKU JAECTPYKLUUU MEXKKIJIETOUYHBIX KOH-
TakToB. B mpocTpaHcTBe Mexay OazanbHON MeMOpa-
HOM M IJIaJIKOMBIIIEYHBIMH KJIETKaMH, COOTBETCTBY-
fomeM funica media, ONPENENATUCH TPaHyJISIpHbBIE
CKOIJICHUsI OCMHUO(HIBHOTO MaTepHuaya, He pacrpo-
CTpaHSIONINECS 3a MPeeNbl CTEHKH cocynoB (puc. 4,

A, B).
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XOAUMOCTHU OTKa3a OT KYpCHU:.

C 1enbro BTOpUYHON MPOPUIAKTHKHA HHCYIIBTA MK~
EHTKE PEKOMEHJI0BaHa JajbHeHIasi aHTUTUIePTEH3UB-
Hasl Tepamusi U IpUeM aleTHIICATUIMIOBOH KUCIIOTHI.
[lo mpuumHe HaMMUYUs KOTHUTHBHBIX HapyLIEHUH pe-
KOMEHJIOBaH IPUEM JIOHETIe3UIa 5 MT C MOCTEICHHBIM
yBeIMueHneM 110361 10 10 MI/CyT W KOTHUTHUBHBIN Tpe-
HUHT. Takke ¢ marueHTKOW mpoBeaeHa 6ecena o HeoO-
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O6cy:xnenue. I[IpoBeneHHBIH KOMIUIEKC KITHHH-
KO-MHCTPYMMEHTAJIBHBIX U MOP(OJIOrHYECKUX HCCIe-
JOBaHMW TMO3BOJMI TpoBecTd AuddepeHranbHyo
JUAarHOCTHKY C JOPYTMMM HAacCJIEACTBEHHBIMU 3aloJie-
BaHUSAMH  (uiepeOpajibHas ~ ayTOCOMHO-pPEIECCUBHAs
aprepuonarusi ¢ CyOKOPTHKaJIbHBIMH HH(apKTaMu
u neiikosunedanonarueit (L{TAPACHWJI), muroxonmpu-
anpHasi 3HUe(aTOMUONATHS, JAKTOAINUA03 U UHCYIIBTHI
(MELAS), 6one3nr ®abpu, nepeOpaibHas Hacie/l-
CTBEHHasl aMMJIOM/HAs AHTHOIATUs, PETHHAJbHAs Ba-
CKyJIONaThs C 1epeOpalibHOM JTeUKoIUCTpodueii), nuMe-
IOLUIMMU CXOXKME KJIMHUYECKHE MpOsBICHUA (Havajao
B MOJIOZIOM BO3pacTe, MIIEeMUYECKHUEe HHCYJIBTHI, Jalle
JaKyHapHbIe, HaJIMYMEe MUTPEHO3HBIX TOJIOBHBIX 0OJIeH,
KOTHUTHBHBIC HapymieHus). [lpu nposenennn audde-
PEHLMAIBHOTO JMarHo3a HEOOXOAMMO YYHUTBHIBATh J0-
MIOJTHUTEJIbHBIE TIPU3HAKH, XapaKTepHbIe I KaXJI0To
3a0oneBanus, ocobeHHOCTH MPT-kapTuHBI, naHHBIE
TEHETHYECKOTO UCCIICNOBAHUS U OMOTICHH MBIIIIT (Ta0JI.
1) [25-38].

OCoOeHHOCTBIO JAHHOTO KIMHUYECKOTO CIydas sB-
JSIETCSl HAJIMYHUE Y MALMEHTKH MOJIOZOT0 BO3pacTa ¢ Of-
HOKPATHBIM KJIMHWYECKUM SIHU30I0M HIIEMUYECKOTO
WHCYIBTa B BepTreOpobdasmisipHoM Oacceitne MPT-mipu-
3HAKOB TE€PEHECEHHBIX MHOKECTBEHHBIX aCHMIITOM-
HBIX «HEMbIX» MH(ApKTOB MO3ra B COUYECTAHHM C BBI-
pakeHHOH JielikorHIedanonaTield 6e3 THITMYHOTO TS
HAJACHJI nmopaxkeHHsl MOJIOCOB BHCOYHBIX JOJICH.
Hannas MPT-kaptuna tTpeboBana npoBeneHus qudde-
PEHLIMANBHON JUArHOCTHKH C N3MEHEHUSIMH TOJIOBHOTO
MoO3Tra MpH apTepuanbHoi runeprensuu [28, 29]. Kype-
HUE TaKKe IPUBOAUT K HOPAKECHUIO COCYI0B MUKPOLIUP-
KyJSITOPHOTO pycia [29]. Otu (akTopsl pucka UMEIUCh
y 6onpHON. Hanboee yacTo nH(APKTHI IPU apTepUaIb-
HOM TUIEPTEH3UHN JIOKAIU3YIOTCS B 001acTH 0a3aIbHBIX
TaHIIMEB, MO3KEUKE, CTBOJIE TOJIOBHOTO MO3ra, YTO CO-
BMAJAET ¢ JIoKann3auue ouaros npu MPT-uccnenosa-
HUM y Hamel nauneHTku. OHAKO HAaJU4YHe B aHAMHE3e
MUTpeHH Oe3 ayphl, OTSATOILICHHBIA TO IepeOpOBacKy-
JSIPHOW TIATOJIOTHM HACJIEACTBEHHBI aHAMHE3, KOTHH-
TUBHBIN JeUIUT, BBIpaKEHHAsT TUIEPHUHTEHCHBHOCTH
0eJI0T0 BelIecTBa, HATMUMe MHOKECTBEHHBIX MUKPOKPO-
BOM3JIUAHUN TpeOOBaJM MPOBEACHUS JOMOTHUTEIBHBIX
HCCIICIOBAHUM, YUUTBIBAsA KIMHUKY BeposaTHOU [TAJIA-
CWJI. HocrosepHas Bepuuranus guarHosa [IAJIA-
CUJI npoBenena npu MOp(hoIOruIecKOM HCCIICAOBAHUT
OouonTara KO)KHO-MBIIIIEYHOTO JIOCKYTA, TNI€ BBISBICHBI
IpaHyJsIpHBIE CKOIJICHUS! OCMHO(QMIBHOTO Marepuaa.
Pa3BuBIICECS YXYIIIIEHHE COCTOSHUS MAIlEHTKH 00y-
CJIOBJICHO IPOTPECCUPYIOLUIMM TEUCHHEM 3a0oeBaHus,
HapacTaHUEeM CHMIITOMOB JHIIE(aIONaTHN BCIIEICTBUE
KyMYJISITUBHOTO 3 (eKTa NepeHECEHHBIX ACUMIITOMHBIX
UH(APKTOB M JIAKYHAPHOTO MHCYNIBTa. BaxxHO, 4TO CO-
CTOSIHAE TIALMEHTKU YXYAIWIOCh HA ()OHE 3HAUUTEIIb-
HOTO TOBBIIICHUA apTePHAILHOTO JaBieHUsA. Y OOIb-
HOW MMeEETCS BBICOKMHA PHCK PAa3BUTUSI ITOBTOPHBIX
WH(pAPKTOB TOJIOBHOTO MO3Ta, YTO TPeOyeT MpOBEICHNUS
BTOPUYHOHM NPOQUIAKTUKU: TPHEMa aHTUTUIICPTEH3HB-
HBIX TPENapaToB C IENbI0 JOCTH)KEHHUS IIEJIeBBIX 3HA-
YeHu# aprepuanbHoro pasienus < 130/80 mm pr. ct.,
AQHTHArPETaHTOB M KaTeTOPHYECKUN OTKa3 OT KypeHHs.

RESEARCHES AND CLINICAL REPORTS

HeoOxoanMbIM sBISETCSl TPOBEACHNE TE€HETHYECKOTO
aHamu3a M OOILEKIMHUYECKOro OOCIeOBaHUs Y POJ-
CTBEHHHKOB MAIIMEHTKN C LEIbI0 PAHHETO BBISBICHUS
1 KOPPEKUUH MOIUGHUIHUPYEMBIX (aKTOpOB pPHCKa paz-
BUTHS MHCYJIBTA.

KonpaukT uHTEpecoB. ABTOPHI 3asBISAIOT 00 OT-
CYTCTBUH KOH(IINKTa HHTEPECOB.

Mopdonoruueckue  HUCCIEIOBAHUS  MPOBEACHBI
B lleHTpanpHON Hay4dHO-MCCIENOBATEIbCKON Jadopa-
Topun MenuuuHckon akagemun nmenu C.U. T'eopru-
eBckoro ®I'AOY BO «KO®OY um. B.M. Bepuaackoro»
npu (UHAHCOBOM MOAJIEPKKE MPOTPAMMBI PAa3BUTHUS
K®VY 3a 2017-2022 roxasl.

HNudopmupoBanHoe cornacue. ABTOPBI MOIYYNIH
coriacue MalueHTKH Ha MyOJUKAIMIo IeNepCOHaTN3N-
POBAHHBIX TaHHBIX.

Co0mnronenne npas 4esnoBeka. VccienoBanue coort-
BETCTBYET XEIbCUHKCKOM nexnapauuu 1975 roga B Ba-
puanTte nepecmoTpa 2020 roma M 3THYECKUM CTaHIAp-
TaM OMOITHYECKOTO KoMUTeTa MeIUIIMHCKOM aKaleMUH
nmenu C.U. ['eopruesckoro.
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