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Knroyeenble crioga: 2comMoyUcmeuH, UHCYIibm, eemopeosiocu4ecKas MUKPOOKKITHO3UA.

B cmambe paccmampusaomcsi npuYUHbl 803HUKHOBEHUST UHCY/IbMO8 y nuly, 8 MoriodoM 803-
pacme, a makxe namoaeHe3 803HUKHOBEHUSI M03208bIX Kamacmpogh. Obcyxdaomcesi 80rpochl
OuacHOCMUKU, NleYeHuUsT U 8mopuyHOU MpoGhunakmuKu UHCY/Ibma o mury 2emMopeosioguye-
cKkoU okkmo3uu. AHanusupyemcsi criyqat LJAOACUII-cuHOpoma, komopsbitl 6kl duazHocmupo-
eaH Ha 6ase PeauoHanbHoz2o cocyducmozo ueHmpa BY «PecrnybnukaHckasi KnuHuYeckasi
6onbHuya» (2. Yebokcapnl). UALACUIT — uepebpanbHasi aymocoMHO-OOMUHaHMHasi apme-
puornamusi ¢ cybkopmukasbHbIMU UHGhbapKkmamu U relikosHuyegbanonamuel — rpedcmasnsem
cobol 8poxdeHHoe 3aboriesaHue cocydo8 Mo32a Masio20 Kanubpa, npomekarouwee ¢ rnosmop-
HbIMU fTaKyHapHbIMU UHCYIbmamu, rnpueodsuyuMu K nupamMudHoU, MO3XeyYKosou, akcmpanupa-
MUuOHoU HedocmamoyHocmu u demeHuyuu. LIAJACUTI-cuHOpom — pedkoe nomeHyuanbHoe 3a-
boriesaHue HepsHOU cucmeMbl, KOmopoe ecmpedaemcs y MosiolbiX nayueHmos u mpebyem
0oobcriedosaHusi UX € MPUMEHEHUEM COBPEMEHHbIX Memodo8 OuagHOCMUKU.

M. ERMAKOVA, G. PROKOPYEVA, E. DEOMIDOV
HYPERHOMOCYSTEINEMIA AND CADASIL-SYNDROME
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The given article describes causes of strokes in young people as well as pathogenesis of
cerebral accidents. The article discusses issues of diagnosis, treatment and secondary pre-
vention of stroke of hemorheologic microocclusion type. The article analyses a case of CA-
DASIL-syndrome diagnosed at the Regional Vascular Center of the state-financed institu-
tion «Republican Clinical Hospital» in Cheboksary. Cerebral autosomal dominant arteriopa-
thy with subcortical infarcts and leukoencephalopathy (CADASIL) syndrome is a congenital
disease of brain small vessels running with recurrent lacunar strokes and leading to pyra-
midal, cerebellar, extrapyramidal failure and dementia. CADASIL syndrome is a rare poten-
tially menacing neurological condition that is observed in young patients and requires a fol-
low-up examination using current diagnostic techniques.

OpaHom 13 caMbIX YacTbIX MPUYMH MHCYILTOB Cpeau MOoroAbIX floaen asnset-
CSl HapyLLUEeHNe MUKpOUMPKynaumm, obycrnoeneHHoe runepkoarynsauven. CornacHo
mMexayHapoaHbiM kpuTepuam TOAST cpean MweMUYecknx UHCYNbTOB BbIAENSOT
crneaywowme BapuaHTbl: aTepoTpoMOOTUYECKUIA, KapAMO3IMOONMYeCcKUin, nakyHap-
HbIW, reMOAUHaMUYECKUIN U UHCYNBLT MO TUMY reMOPEOoriorMyeckon MUKPOOKKITHO3NN.
Pexe Bcero BCTpevaeTcss MHCYMbT MO TUMY FEMOPEOSIONMYECKON MUKPOOKKITHO3MU
(no kputepusam TOAST 9% oOT uncna BCexX UHCYNbTOB). OTOT UHCYNbT BO3HMKAET
Ha d)oHEe OTCYTCTBMS KaKOro-nmbo COCyaAMCTOro MInu Kapauorornyeckoro s3abone-
BaHWSA yCTaHOBIEHHON aTnonornn. O4eHb peako B KIMHWYECKOW NPakTUKe BbiSB-
NseTca UCTUHHAA MpUYMHA BO3HWKHOBEHWSI 3TOMO0 BMAA HapyLIEHWsT MO3TOBOrO
KpoBooOOpalleHns W, Kak CrneacTBue, onpefensercs HeKoppekTHas nporpamma
BTOPUYHOWN NPOUNAKTUKM. DTO MOXET cnocobCTBOBaTb paHHEW WHBaNuAusaumun
naumeHTa. NprynHon passuTUS MUKPOOKKITIO3NN CNYXKaT BbIPaXXeHHbIE FeMOopeoso-
rMyeckne N3MeHeHWsl, HapyLLeHns B cucTeme remoctasa v ubpuHonuaa Bcrnea-
CTBME aHTUdOCHONUNMAHOro CUHApOMa, rmnepromoumcTenHemms [6]. XapaktepHa
CKy[dHas HEBPOJiorMyeckasl CUMNTOMaTUKa B COMETAHUM CO 3HAYUTENbHBIMU rEeMO-
peonornyeckMMn HapyweHmamu. Haubonee 4acton nNPUYMHON BO3HUKHOBEHWUS
WHCYMnbTa MO TUMY FEMOPEOSIONMYECKON MUKPOOKKITIO3UM SBMASETCHA TMnepromMoum-
ctenHemus [1]. B PernoHaneHom cocyamcTom LeHTpe r. Yebokcapbl BCEM NauuveH-
TaMm, MEXaHu3M pasBUTUS MO3FOBOW KaTacTpodbl KOTOPbLIX HESACEH, NPOBOAUTCSH
remMaTonorM4yecknii aHanma Ha NoMCK CKPbITbIX KOarynonaTtun, B HEKOTOPbIX Cryya-
AX UCcriefoBaHue AOMONHAETCA FreHeTUYECKUM KapTUPOBaHNEM.
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lomoumnctenH (ML) — HeBenkosas cynbdruapunbHas amMUHOKUCIOTA, BO3HU-
Karowiasa B xoge metabonuama npv obpasoBaHUU HE3aMEHUMOW aMWHOKUCIOTBI Me-
TMOHUHA. BHyTpukneTouHbin obmeH Ll ocyuwectBnseTca epMEHTHbIMU MyTaMMU,
KOTOpble 3aBUCHT OT BUTAMUHOB, BbICTYNaLLMX B KayecTBe kodakTopoB. BeayLuyto
porb B 3TOM MPOLIECCE MrpatoT BUTAMMHbI MMPUOOKCUH (BUTaMuH B6), umaHokobana-
MUH (BUTamuH B12) n dponmesas kucnota. lNpu HepgocTaTke ykaszaHHbIX BUTaMUHOB
/v NpyM HanuyMn HacreacTBeHHO OOYCIOBMEHHOW FOMO3UIOTHON (DEPMEHTHON
HeJOCTaTOMHOCTU BO3HUKaeT YrHeTeHne cuHTesa Takmx depmeHToB, kak MTHFR-
MetuneHteTparngpoconatpenykraza, MTRR-MeTuoHuH-cuHTasa pegykrasa, MTR-
MeTuoHMH-CMHTa3a, 4YTo BedeT K runepromoumctemHemmmn (ML) [4]. Hopma copep-
XaHus TOMOUMCTEMHA B KpPOBM — A0 15 MKMOnb/N HaTtowak. YpoBeHb oT 15 pgo
100 Mkmonb/n — ymepeHnHas L, 6onee 100 Mkmonb/n — BelpaxkeHHas L.

Matonornyeckas ponb MLl B BO3HMKHOBEHUN COCYAMCTbIX 3abonesaHuii CBs-
3aHa C NoBpexaeHWeM 3HOoTenus cocydoB [7], koTopoe npegpacnonaraeT K oT-
NOXEHMWI0 aTepoCKepoTUYeCcKMX OnsleKk 1 pasBUTUI0 paHHEro aTepockneposa,
TPOMBOMUINYECKOTO COCTOSIHMA C OOpa3oBaHMEM apTepuanbHbIX U BEHO3HbIX
TPOMGO30B, HapPYLUEHUO NUNUAHOTO obMeHa (rMnepxonectTepMHemMusl), OKCUaaHT-
HOMY CTpPEecCy W BOCManuTeNbHOMY Mpoueccy (Tak Ha3biBaemoe ayTOMMMYHHOEe
BOCMareHne) B COCYQMCTON CTEHKE, YTO COMPOBOXAAETCA HapyLleHneM (OYHKLIMK
aHgotenusa [3].

Taknm obpasom, L] moxeT nexaTb B OCHOBE Pa3BUTMS TPOMOOTUYECKNX
uepebpoBackynspHbIX 3aboneBaHU, OCODEHHO NMPU BbICOKOW KOHLEHTpauuu ro-
mMouncTemHa. HesaBncnumo oT npuumH L, TpUrrepHbli MexaHn3m pasBUTUSA TPOM-
603a 006BbACHAETCS TOKCMYECKMM BO30ENCTBMEM MOBbILLEHHbIX KOHLEHTpaUni romo-
LMCTEMHA Ha COCYAMCTYIO CTEHKY W, KaK criecTBue, U3bbITOYHBbIM BbICBOOOXAEHNEM
¢aKTOpOB IHAOTENMNANBHOIO NMPOUCXOXAEHUS, aKTUBU3MPYHOLLMX Kak TpombouuTtap-
HbliA, TaK U NNa3MeHHbIA remocTtas. BaxHon ocobeHHocTbio [TL] aBnsieTcs To, yTO
Yyalle BCero noBpexnaeTcsi MUKPOLMPKYNIATOPHOE pycro. OTO 0ObACHSIET TOT hakT,
YTO Jaxe Mocre HEeCKOMNbKUX COCYAMCTbIX KaTtacTpod, T.€. ULLIEMUYECKUX UHCYIb-
TOB, y 60MBHOrO HEBPONOrMYECKMI AemumnT ocTaeTcd MUHMMAarbHbIM. B HekoTo-
pbix cny4vasax ML aBnseTcs 4acTbio CMOXHbIX FTEHETUYECKMX 3ab0NeBaHnN.

CADASIL-cnHgpom — 370 LepebpanbHas ayTOCOMHO-AOMUHAHTHAsA apTepuo-
natnsi ¢ cyGKopTMKanbHbIMU MHGAPKTaMn 1 nernkosHuedanonatmen [2, 4, 5, 9].
XapaktepusyeTcs HanMyuMeM y naumeHTa MUrpeHn ¢ aypon, NOBTOPHbIMU TPaH3u-
TOPHbIMM ULIEMUYECKMMWN aTakamu, MLWEMUYECKMMU WHCYNbTamu MNOOKOPKOBOW
nokanusaumu, cybkopTukanbHOW AemeHuuen, apdeKTUBHbIMU HapyLEeHUSMU B
BMAe aenpeccun n TpeBoxHocTu [4]. MNpoeegeHHble B 1993-1996 rr. E. Tournier
Lasserve 1M coaBT. reHeTuyeckue uccnenoBaHus [8] yCcTaHOBMMU, YTO NPUYMHON
CADASIL-cuHgpoma ssnsietcss myTaumsa B reHe Notch3 Ha 19-n xpomocome. B
HopMe reHbl Notch koaupyloT TpaHCMeMOpaHHble peLenTopbl, yYacTBylLmne B
crneunanusauum KneTku B npouecce oHToreHesa [7]. MyTaums reHa BefeT K name-
HEHUIO TPETUYHOW CTPYKTYpPbl TpaHCMeMOpaHHbIX GEenkoB, a COOTBETCTBEHHO, K
HapYLUEHMIO UX PYHKLUN.

KnnHnueckn CADASIL-cuHgpom nposiBnsieTca obbl4HO Ha 3-7-M gecaTuneTum
XM3HU NOBTOPHBLIMU ULLEMUYECKUMU UHCYNbTamMun (CpegHuiA BO3pacT pasBUTUS MH-
cynbTa cocTtaBnset 49 neT) unu TPaH3UTOPHBIMU MLLEMUYECKMMM aTakamu. WH-
CynbTbl HOCAT MaKyHapHbIA XapakTep W, YTO XapakTepHO, BO3HUKAKT OObIYHO B
OTCYTCTBME apTepuarnbHON TMNEPTOHUM U MHBIX COCYAUCTbIX (PakToOpoB pucka,
MMET peuunamBUpYIOLLEE TEYEHUE, XapaKTEPU3YKTCS HanuMyuMem KnacCuyecKnx
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CMHOPOMOB NaKyHapHbIX MHCYNbTOB M MOMHOW KIMHUYECKOW pemMmuccuen yepes He-
CKOMbKO AHEeN WUnu Hepenb (B YacTHOCTW, MOcre nepBbiX MHCYNbTOB). Hepeakumu
npeaBecTHMKaMM NakKyHapHbIX WMHCYNbTOB M Hamboree paHHUMWU KIMHUYECKMMM
cumnToMammn GonesHn aBnsaTCA Ledanrum, KoTopble, MO AaHHbIM NMTepaTypbl,
0603HavalTCa kKak MUrpeHb Unu mmurpeHenogobHasi ronosHas 6onb [9]. XapakTtepu-
CTVKa rofloBHOM 6OMM NONHOCTLIO COOTBETCTBYET OBLLENPUHATHIM AUAarHOCTUYECKUM
KputepmsaMm MurpeHn. CnycTsi HECKOMNbKO NeT TedeHre 60nesHn MoXeT MEeHATbCS: Ha
CMEeHy OCTpbIM COCYAUCTbIM 3MM304aM MPUXOASAT MOCTEMNEeHHO Mporpeccupylolias
AeMeHUMa NOAKOPKOBOro Tuna, Hapactawwmi nceBgobynbbapHbIi 1 MO3KEYKOBbIN
CYHAPOMBI, @ Takke addeKTUBHbIE PACCTPONCTBA (Halle no Tuny genpeccun nnbo
OUNONsIpHBIX paccTponcTB). Becbma xapakTepHbIMU U paHHUMK (B TOM YMCne [AOK-
NMHUYECKUMK) Npu3Hakamy 6onesHn ABRATCA U3MEHEHUS FONIOBHOrO Mo3ra, obHa-
pyxusaemble npu KT n MPT: oHu BkMoYaoT KOMBUHaLMI0 HEBONbLUMX NaKyHapHbIX
nHapkToB B 6enom BellecTBe BomnbLUMX Nonywapun n Mocta ¢ AudpdysHbIMU 13-
MeHeHusiMn Genoro BellecTBa Mo TNy nenkoapeo3a. [ocTtaTouHO cneumduryHbIM
MPT-npu3Hakom cuymMTaeTcs BOBEYEHNe Nosoca BUCOYHOM JOMMW.

Kputepusmn guarHoctukm BepoatHoro CADASIL-cnHapoma ABRSOTCS: BO3-
pacT B Aebiote 3abonesaHus monoxe 50 neT; Hanuune xoTsa Obl 2 N3 CrieayoLmnX
KIMHNYECKUX CMMMTOMOB: MOBTOPHbIE WMHCYMNbTbl, MUTPEHb C aypoW, HapyLleHus
HacTpoeHusi, CybKopTMKanbHas AeMeHUMs; OTCYTCTBME COCYAMCTbIX (DaKTOpoB
pucKa, 3TUOMOMMYECKN CBA3AHHbLIX C HEBPOMOMMYECKUMU MPOSIBNEHNAMU; OYeBUa-
HOCTb HacrneACTBEHHOW ayTOCOMHO-AOMUHAHTHOW nepefayn; nopaxeHve 6enoro
BeLLecTBa NonyLapuii rofloBHOrO MO3ra U OTCYTCTBME KOPTUKamNbHbIX MH(apKToB
npy MPT. [na ycTaHOBNEHWUs JOCTOBEPHOro AnarHo3a Heobxoanmbl COOTBETCTBUE
kputepuam BeposTHoro CADASIL-cuHgpoma v BbiSBNeHWe reHeTUYeckon MyTaLumm
n/vnn apTepmonaTmn ¢ XxapakTepHbIMU rPaHYNSPHBIMU OCMUOUINBHBIMU BKIOYE-
HUAMK NPY BUONCUN KOXKW/MBILLILLbI.

MpuBoanm cobcTBEHHOE HAabMoaEHME.

BonbHoi M., 52 roaa, NocTynua B HEBPOIOTMYECKOE OTAENEHME ANs NedeHusA 6ob-
Hbix ¢ OHMK c xkanobamu Ha OHeMEeHWe N1eBOM HOTK, 3aTPYAHEHME peyn, AaBALLME FO10B-
Hble 60nK. 3abonen ocTpo Beyepom: NOABMANCL OHEMEHMUE NIEBOM HOTW, 3aTpyLHEHWe
peuu, aassAwme ronosHble 60an. CamocToaTeNbHO 06paTUICA B MPUEMHbIA NoKon Perno-
HanbHOro cocyamcrtoro ueHTtpa: AL 150/90 mm pT. cT., npoBeaeHa KT TM: OHMK He BbifAB-
NeHo, cocyauctaa sHuedanonatua, rocnMTann3mMpoBaH B HEBPOJIOFMYECKOe OTAeNeHune
Ana 60nbHbIX ¢ OHMK. M3 UCTOPUM KM3HU: POC M PA3BMBAJICA COOTBETCTBEHHO BO3pPacCTy.
HacnepcrtBeHHOCTb: runepToHMYeckas 60/1e3Hb, XPOHMYECKOe HapyLeHWe MO3roBoro
KpoBoobpalleHua y poguTeneii. NMepeHeceHHble 3abonesBaHunA: B TeueHne 16 net 6ecno-
KOAT MWUFPeHb C aypoi Yactaa fo 3-4 pas3a B MecAl, NOCAeACTBMA NOBTOPHbIX ULlemUYe-
CKUX MHCYNbTOB MO TUMY eMOpPeosiorMyeckor MUKPOOKKA3uM oT 17.07.2014 r. un
03.10.2014 r., 03.10.2014 r., 17.07.2015 r. B bacceliHax npaBoi cpeaHein MO3roBoi apTe-
pwuun, NeBon cpeaHen Mo3rosol apTepum (Mo TMNY MHOTrodOKaibHOM 04aroBOWN UWEMMUK).
MBC: BMBJ/IHMT. Atepocknepos aoptbl, BUA. XCH | ®K II. NosbiweHna AL go 2014 r. He
Habnoganocb, ANA npegynpexaeHns noBTOPHbIX TUA HasHayeHa aueTuncannuuioBas
Kucnota B gose 75 mr, atopsactatvH 20 mr. OT ronoBHOW 6011 CUTYaUMOHHO MPUHUMAnN
HecTeponaHble NPOTUBOBOCNAANTENIbHbIE NpenapaTbl (C yaydlweHnem). 3a nepmos rocnu-
Tanusauumn ot 17.07.15 r. no aHanM3y KPOBU Ha NoAMMOpdU3Mbl CBEPTbIBAIOLLEN CUCTEMBI
KPOBM (NO/HbIN BapMaHT) BbiABAEHA rMnepromounctenHemmnsa (94 mkmons/n). BoissneHo
TPEBOXKHOE PACCTPOMCTBO, Ha3Ha4YeHa Tabn. dayokceTnHa 20 mr.
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O6beKTUBHDINM cTaTyc NpU nocTynaeHnn: KoHTaKT ¢ 601bHbIM: coxpaHeH. Co3HaHue:
AcHoe. PeyeBble HapyleHWA: nerkaa AmM3apTpua. ACTeHU3npoBaH. TpeBoXkeH. MeHuHre-
aNbHbIA CUHAPOM: HeT. 3pavyku paBHble, GOTOPEAKLMM COXPaHEHbl. [IBUKEHMA FNA3HbIX
A610K B nosiHOM obbeme. Huctarma Hert. flerkas acummetpua HIC. TnoTaHue He Hapylue-
Ho. Mape3oB, napanunyeit HeT. MbIWeEYHbIA TOHYC: CpaBa MOBbIWEH MO NMPAMULHOMY
TUNY, cnesa CHUXeH. CyxoXubHble U nepuocTanbHble pednekcbl 0xuBaeHbl, d =s. MNu-
pamMmuaHble 3HaKM OTpuLATeNbHble. HapylweHWn YyBCTBUTENbBHOCTM AOCTOBEPHO HE AaeT.
KoopauHaLMOHHbIe HapyLeHUA: MHTEHLUMA C ABYX CTOPOH NpPU BbINOJHEHWN KOOPAWUHA-
LMOHHbIX Npob.

[aHHble nabopaTopHO-UHCTPYMEHTaNbHOro obcnepgoBaHma: KomnbloTepHasa ToMo-
rpadua ronosHoro mosra: OHMK He BbifBneHo. CocyaucTas sHuedanonaTus.

MarHuTHo-pe3oHaHcHasa Tomorpadua ronosHoro mosra: OHMK He BbisBneHo. Cocy-
auctas sHuedanonaTms.

B obwem aHanM3e KpoBW, MOYM, pa3BepHYTOM BMOXMMUYECKOM aHanuse, NMNUAO-
rpamMme CyLLeCTBEHHbIX OTKIOHEHWUI OT HOPMbI HE BbIABIEHO. B Koarynorpamme nosbiLue-
HO copeprkaHune dpubpuHoreHa o 400 mr% (BepxHsaa rpaHuua Hopmbl 350 mr%), npo-
TpombuHoBoro nHaekca 130% (BepxHasA rpaHnLa Hopmbl 40 120%).

Y3A4rI BUC ¢ TKAC 17.09.2015 r: 3akntoueHume: Mo faHHbIM AyNAEKCHOrO CKaHMPOBa-
HWA apTepuit ronoBbl: Y3-NPU3HAKN HECTEHO3MPYIOLLEro aTepockneposa bpaxuouedanb-
HbIX apTepuit. Manblit guameTp npasoit NA. Mo AaHHbIM TPAHCKPAHMANBHOTO AYNJAEKCHO-
ro CKAaHMPOBAHMA: aCUMMETPUA KPOBOTOKA B P2 cermeHTe 3MA s > d.

B nabopatopum AHK-anarHoctmku r. MockBa: MTRR-MeTUOHUH-CMHTA3a peayKTa-
32 — NaToN0rMyecKas romosmnroTa.

C peKomeHAauMsMKU No Npuemy npenapaToB 6asMcHON Tepanum, BUTAaMWHOB Fpynnbl
B, oimeBoi KNCNOTbI NALMEHT BbINMCAH AOMOMN.

BbiBoabl. [eHeTUYeckne akTopbl UrpatoT GOomMbLUy ponb B pasBUTUX ULLe-
MWYECKUX MHCYNbTOB Y MaUMEHTOB, HE UMEILMX ApYrMx Hamboree pacnpocTtpa-
HEHHbIX (DaKTOPOB puUCKa, OCOBEHHO 4acTo 3TO JOAM MOJSIOAOro Bo3pacTa, YTo
noaTeepxaaeT MynbTUaKTOPUanbHOCTb BO3SHUKHOBEHUST ULLEMUYECKOTO UHCYMb-
Ta U HEOQHOPOAHOCTb MEXaHM3MoB pa3BuTUs. CoyeTaHWe Manoro HeBpOornye-
ckoro gedunumTa, YacTbIX TPAH3UTOPHBIX ULLEMUYECKUX aTaK U MarbIX UHCYNbTOB Y
nauneHToB 6e3 apTepuarnbHON MMNepTeH3MN B aHaMHe3e JOMKHO NpoBOLMpPOBaTh
Bpaya Ha MoucK peakux NpuYMH BO3HUKHOBEHUST COCYAUCTLIX kaTacTpod. MNpume-
HeHVe reHeTUYeCKNX MeToa0B NCCNeOBaHMs NMO3BOMSET Nlevallemy Bpady HasHa-
YNTb MaTOreHeTUYecKoe NevYeHue U ornpefsenuTb NporpaMMy BTOPUYHOWM Npodu-
NakTUKN Ans NpeJoTBPaLLEeHNs NOBTOPHLIX UHCYNbTOB, YTO UMEET BaXHOe Meau-
LIMHCKOE U coLmarnbHOE 3HaYeHMe.
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