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LAAACUA-CUHAPOM: MPOBAEMbI AUDDEPEHLIMAABHOW
ANATHOCTUKU

Pesrome. Ilpusodumcs onucanue 6oavroil ¢ L[AJACHII-cundpomom. Ocoboe eHumanue yoeaeHo npobaeme
dugpgpepenyuanvnoti duaenocmuku LAJACHII-cundpoma ¢ 3ab6oaesanuimu, nPoOMeKarwWUMU co CX00HOI
Hegponoeuueckol cumnmomamuroil. LIAJACHII-cundpom ocmaemcs papumemom KAUHUYECKOU NPAKMUKU.
O0nako 3Hanue namoeeHe3a, KAUHUKY U MOHKOCmell OuhgheperyuanvHoll OuaeHOCMUKY NO36051eMm CE0e8PEMEHHO
ee0 QuazHOCmupo8amy u npogecmu COOMEemMcmayruee AeHenue.

Karoueevie caosa: I1[AJIACHII-cunopom, dughpepenyuanvras duazHocmuxa.

LlepebOpanbHast ayTOCOMHO-IOMWHAHTHAST apTeprUoIIa-
THUSI ¢ CYOKOPTUKAJIBHBIMKM MH(pAapKTAMU U JIEKOIHIIE-
danonatueit — cunapom LHAJTACHUIJI (anrn. CADASIL),
MpeCTaBIIsIET COO0M TeHETUIECKU AeTEPMUHUPOBAHHYIO
GopMy UIIIEMUYECKOTO MHCYIIbTA, 1eTaTbHO OTTMCAHHYIO
rpyInmoi paHIly3cKux uccienopareseii B Hauage 1990-x
rOJI0B, M XapaKTePU3yeTCs MIOBTOPHBIMU UIIIEMUYECKUMU
WHCYJIbTAMU MMOJKOPKOBOM JIOKAIU3aI[U, MUTPEHbBIO C
aypoii, CyOKOPTUKAJILHOM neMeHIrel, ahPeKTUBHBIMU
HapyIIEHUSIMU B BUJE NEIIPECCUU U TPEBOXHOCTH |3, 4].

Cungpom HAJJACHUII — mocTtaTouHO pacipocTpa-
HeHHOe 3aboJieBaHue, BBISIBICHHOE K HACTOSIIIIEMY Bpe-
MEHHM B COTHSIX ceMeil (B HacTosIee BpeMst 00HapyKeHO
okoJio 400 mogoGHBIX cemeil) mo Bcemy mupy [1, 3, 6,
10]. Pacnpoctpanennocts LIAJJACHJI B paznuuHbIX
MOMYJISIUSIX cOocTaBisieT He MeHee 1 caydast Ha 100 000
HaceJieHUs, OJHAaKO MpearnojaraeTcs, 4YTo peajbHbIe
U@ PBI CYIIECTBEHHO BBIIIIE, TOCKOJIbKY MHOTHE CITydan
LHAJACHII Bce ele ocTaroTcsl HE AMAaTHOCTUPOBAHHBI-
mu [3, 13]. [TockonbKy Tun HacaenoBanust LIAJACHIT

ayTOCOMHO-JIOMUHAHTHBI, 00a 1moJia mopaxarmTcs 01~
HakoBo [3]. OmHaKo cienyeT OTMETUTh, YTO HEKOTOPHIMU
aBTOpaMu OMUCaHbI cydyau MyTtaiuii de novo [4].

IMposenennbie B 1993—1996 rr. E. Tournier-Lasserve
U COaBT. TeHETMYECKUE UCCeA0BAHUS YCTAHOBIIM, YTO
npuunHoit HAJACHWII siBnsieTcs mytauus B rene Notch3
Ha 19-i1 xpomocowme [4]. B HopMe rensl Notch KogupyoT
TpaHCMeMOpaHHbBIE PELENTOPHI, YYaCTBYIOIINE B CITeIa-
JIM3aLMU KJIETKM B IIpoliecce oHToreHesa. B 95 % cinyuaen
pu LIAJTACWJI BBISBISIIOTCSI MUCCEHC-MyTalluy (3aMeHa
OJTHOTO OCHOBaHHUS B KOJIOHE Ha JPyroe, U3MeHSoIIas
CMBICJT KOJIOHA U, CJIEI0BATEIbHO, TIPUBOISIIAS K 3aMEHe
OJTHOM aMMHOKMCJIOTBHI Ha JAPYIYyl0) B OTOM TeHe, TIpU-
BOJSIIME K TOTepe WM HapalluBaHUIO IIUCTEUHOBOTO
ocTaTKa OTpeIeIeHHOTO JoMeHa TpaHCMeMOpaHHOTO
6esKa. DTO BBI3BIBAET NU3MEHEHUE TPETUYHOMN CTPYKTYPhI
6enKa, a COOTBETCTBEHHO, M HapylIeHWe ero (hyHKIIUKN
[4, 9, 13].

B HacrosIee BpeMs HeT eMMHONW TOYKM 3peHUs Ha
natorere3 LIAJJACHIJI. [Ipenmonaraercst, YT0O OCHOB-
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HBIM BO3MOXHBIM MEXaHU3MOM SIBJISIETCS apTepUOTIaTUS
C MPOTPECCUPYIIEH OKKIIO3Uel MeJKUX nephopu-
pPYIOIIMX COCYAOB 0€JIOTO BellecTBa TOJIOBHOTO MO3Ta
[2]. TeneTnueckn oOycCJIOBJIEHHbBIE ClleMBUIECKUE
M3MEHEHUS CTEHKU MEJKUX COCYIOB IMPUBOIIT K pas-
BUTUIO XpOHUYECKON rumnonepdy3un. [panyasipHbie
oCcMUO(MUIbHBIE BKIIOUEHUS, OTBETCTBEHHbIE 3a YTOJ-
1eHUe cpeaHell 000JI0UKH, BbI3bIBAIOT Mpoiandepalunio
KOMIIOHEHTOB 0a3aJbHON MeMOpaHbl ¢ MEXaHUYECKOM
CTpaHTYJISIIUEN MEJTKUX apTepuii. JJaHHbIe BKIIOUEHUS
B CpelHeil 00010YKe MPUBOIAT TakKe K HapylIeHUIO
reMaTosHIedarnIeckoro 6apbepa, 4To CIocoOCTBYET
pa3BUTHIO OTeKa Mo3ra. Kpome Toro, akTMBUpOBaHHBIE
WIIeMHUEH acCTPOLMTBI B MUKPOOKPYKEHUU COCYIUCTOM
CTeHKHU BBICBOOOXIAIOT 9HAOTEIMH- 1, KOTOPHI BBI3BI-
BaeT Ba30KOHCTPUKIIMIO U HapylleHue KPOBOTOKA, YTO
SIBJISICTCST TOTTOJTHUTEJIBHBIM (PAKTOPOM CYKEHMS MEJIKMX
aprepuii [4, 7].

Taxkum o6pazoM, MOpHOITOTUICCKOM XapaKTEPUCTU-
koit cungpoma HAJTACHUII aBaseTcs cucTeMHast apTe-
pHUOTIATHS ¢ TTPEUMYIIIECTBEHHBIM IMOPaXXeHUEM MEJIKMX
LHepeOpabHbIX apTepuii u aprepuod [1, 2, 5, 9]. TunuuHbt
KOHILEHTPUYECKOE YTOJIIIEHNE COCYIUCTON CTEeHKM 3a
CUeT CyORHIOTEANAIbHON (GUOPO3HOM Mpoaudepannmn
¥ THAJIMHO3a UHTUMBI, GUOPUHOUIHBINA HEKPO3 U UH-
TpaMypaJbHBIN oTeK. [Ipu 371eKTPOHHONW MMKPOCKO-
MMUKA MOTYT BBISIBIIATHCS I'paHYJSIpHbIE OCMHOMUIbHBIC
BKJITOUEHMST BOJU3M TIAAKOMBIIIEYHBIX KIETOK MEJIKMX
aprepuit. CocTaB TpaHYISIPHBIX OCMUOMUIBHBIX BKITIO-
YeHUI HeU3BEeCTEH, IIpearioaaraeTcs, 4To 6emok Notch3
SIBJISIETCSI OMTHUM M3 UX KOMIIOHEHTOB, a (hMIaMeHThI He
BXOJISIT B COCTaB BKIIIOUeHM [4]. YKa3zaHHbBIC U3MEHEHUS
HaOJI0MAIOTCS HEe TOJBKO B IepeOpabHBIX COCyaax, HO
U B apTepusX BHYTPEHHUX OpTaHOB (ITOYKH, TEYECHD,
celie3eHKa), a TaKXKe B CKEJIETHBIX MBIIIIIIAX U KOXeE, YTO
MMO3BOJISIET MCTIOIB30BATh YJIBTPACTPYKTYpPHOE UCCIIeNO-
BaHME OMOIITATOB KOXMU (MBIIIIIBI) B KAYECTBE YI0OHOIO
MeToda NMpuxXku3dHeHHou auarHoctuku LIAJACHUIL |3,
4,9, 14, 15]. KpoMe TOro, ¢ IMarHOCTUYECKON IIEJIbIO
MOXET OBITh TaKXe MCIOJb30BaHA U OUOTICUS TIEpU-
depuueckoro Hepsa [4]. HakomneHue ocMuopuiIbHBIX
rpaHy] M JeTeHepalus TJIaAKUX MBIIIEUHBIX KJIETOK
HAYMHAIOTCS PAHO U MOTYT OMPEAeSITbCS TIPU OMOTICUM
koxu 6ombHBIX HAJTACHWJI emte no 20-1eTHero Bo3pacra
[4,9]. Cnenyet B TO ke BpeMsi OTMETUTh, UTO U3MEHEHUS
B KOX€ B MOATBEPXIEHHBIX CIydasix CUHAPOMa MOTYT
OTCYTCTBOBATh: corjlacHO maHHbBIM H. Markus ¢ coaBT.
(2002), cneuudpuyHoctsb buorncuu koxu npu LHAJTACKUJL
cocrasisieT 100 % (T.e. BBISIBICHHUE TPAHYJISIPHBIX OCMUO-
(GUIBHBIX BKITIOYEHUH U IPYTUX XapaKTePHBIX U3MEHEHUI
MEJIKMX apTepuii JOCTOBEPHO MOATBEPXKIAeT AMAarHos),
HO TIPY 3TOM YyBCTBUTEIbHOCTb TaHHOM MPOILIEAYPHI HE
npesbimiaet 45 % [2, 14].

Kannuuecku cunapom HAIACHIJI nposBasgercs
OOBIYHO Ha 3—7-M OECSATUIETUU XKU3HU MOBTOPHBIMU
WIIeMUYEeCKMMU UHCYJbTaMU (CpeIHUIA BO3pacT pa3Bu-

TUS UHCYJIbTA COCTaBsAeT 49 JieT) Win TpPaH3UTOPHBIMU
nueMuyeckuMu atakaMmu. MHCyIbThl HOCAT JlaKyHap-
HBII XapakTep U, YTO XapaKTepHO, BO3HUKAIOT OObIYHO
B OTCYTCTBME apTepUaJbHOW TMIIEPTOHUU U UHBIX CO-
CyauCThIX (haKTOPOB PUCKA, UMEIOT PeUUANBUPYIOLIEE
TeUEeHME, XapaKTePU3YyIOTCS HaTUYMUEM KJaCCUUYECKUX
CUHIPOMOB JIaKYHaPHBIX MHCYJBTOB U MOJHOW KIWHU-
YEeCKOM peMUCCUeli Yepe3 HECKOJIbKO AHEH UM HEOeb
(B 4aCTHOCTH, ITOCJIe MepBbIX MHCYALTOB) [1—3]. Hepen-
KUMMU MpeIBECTHUKAMU JIAKYHAPHBIX MHCYJbTOB U HAU-
0osiee paHHUMU KJIMHUYECKUMU CUMIITOMaMu 00JIe3HU
SBJISIIOTCS LIehaliTuK, KOTOPbIE, IO JAHHBIM JTUTEPATYpHhl,
0003HaYalTCsI KaK MUTPEeHb UM MUTPEHENOA00HasI Iro-
JIOBHAas 00Jib (YacTO HauYMHaeTcsl B Bo3pacte a0 20 jeT)
[1, 4, 7]. XapakTepucTUKa TOJOBHOI 00JIM MOJTHOCTHIO
COOTBETCTBYET OOLIENPUHATHIM AUATHOCTUYECKUM KPU -
TepUsIM MUTPeHU. B OobIIMHCTBE CilyyaeB HabJIIogaeTCs
MUTIPEHb C aypoil UJIU €€ COUYEeTaHUe C MUTPEHbIO O3 ayphl
[4]. CniycTs HECKOJIBKO JIeT TeYeHUe OO0JIe3HU MOXKET
MEHSTBCS: Ha CMEHY OCTPBIM COCYAMCTBIM 3TMU301aM
MPUXOJAT MOCTENEHHO MpOrpeccupyomas AeMeHIus
IMOJAKOPKOBOIO TUIIA, HapacTaloLIMii IICeBA00YIb0aPHBIM
U1 MO3XKEUYKOBBII CHHIPOMBI, a TakKKe appeKTUBHBIE pac-
CTpOMCTBA (Yallle 1o TUITY AEMPECCUM JIMOO0 OUMOISIPHBIX
paccrtpoiictB) [1-3].

Becbma xapakTepHBIMU M paHHUMU (B TOM 4YHUCIIE
NOKJIMHUYECKUMHU) MPU3HAKAMU OOJIE3HU SABISIOTCS
U3MEHEHMs TOJJOBHOIO MO3ra, oOHapyXuBaeMble MpU
KT u MPT: oHu BKJIIOYAIOT KOMOMHALMIO HEOOIBIINX
JIJaKyHapHbIX MH(apKTOB B 0€JOM BellleCTBE OOJbIINX
nojaymapuii 1 Mocta ¢ AMbGOY3HBIMU U3MEHEHUSIMU
Oesoro BellecTBa Mo Tumy Jeikoapeosa [1, 19]. Jdo-
craToyHo crneuuuyHabiM MPT-npusHakoM cuurtaercs
BOBJICUEHME T10JII0CA BUCOUYHOI nou [3, 14]. To ecTb neii-
Koapeo3 B 001aCTU BUCOYHBIX J0J1eii, 0OHapy KM BaeMblii
y BCeX OOJIbHBIX, SIBJSETCS HEUPOBU3YyaTU3aLMOHHBIM
Mapkepom LIAJTACWUII [2, 4, 16]. HeiipoBusyanusanu-
oHHoe uccienoBanue npu LHAJACHII numeeT BaxHoe
NIMAaTHOCTUYECKOE 3HAauYeHMUe, TaK KaK OOHapy>XKMBaeT
BBIIIEONMCAHHbIE XapaKTepPHbIE U3MEHEHUS HE TOJbKO
MPpY HAJIWYUU KIMHUYECKUX CUMIITOMOB 3a00JieBaHUS,
HO 1 Y BCeX HOCUTeJIeil maToJornyecKoro reHa nocie 35
JIET, He3aBUCUMO OT KIIMHUYECKOM KapTUHEI [4, 7, 16].

Kputepusimu nuarnoctuku BepositHoro LHHAJJACKIJT
SIBJISIIOTCSI: BO3pacT B nebioTe 3aboseBaHusl MoJioxe S50
JIET; HaJIMuue XOTs Obl 2 U3 CIAeAYIOIMNX KIMHUYECKUX
CUMIITOMOB: MHCYJIBTbl, MUTPEHb, HAPYLIEHUS HACTPO-
€HUsl, CyOKOPTUKaJIbHA AEMEHLMS; OTCYyTCTBUE COCY-
IUCTBIX (PAKTOPOB pUCKaA, STUOJOTUYECKU CBI3aHHBIX C
HEBPOJIOTMYECKUMU TIPOSIBJICHUSIMU; OYEBUIHOCTh Ha-
CJIEICTBEHHOI ayTOCOMHO-OMWHAHTHOI NIepeaui; Mmo-
paxkeHue 6eJIoro BellecTBa MoJyiapuil roJOBHOTO MO3ra
1 OTCYTCTBUE KOPTUKaIbHbBIX UHGapkToB pu MPT. I
YCTAHOBJIEHUS TOCTOBEPHOrO AMarHo3a HeOOXOAUMO
cootBeTcTBUE KpuTepusiMm BepositHoit LIAJTACWJI u Bbi-
SBJICHUE TeHETUYECKOW MyTalluM W/WUJIN apTepUOTaTun
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C XapaKTepHBIMU TPAHYJISIPHBIMU OCMUOGDUIBbHBIMU
BKJIIOUCHUSIMU TIPU OUMOTICUM KOXM/MBbIIIbI. JnarHos
Bo3MoxkHO LHAJJACHII MoXeT OBITH ITOCTaBJIEH, €CIIU
BO3pacT B aeb6loTe 3aboieBaHus ctapiie 50 jgeT; ume-
I0TCSI MHCYJBThI, HApYIIEHUsI HACTPOCHUSI, TEMEHIIUS;
BBISIBJIEHBI COCYAUCThIEe (DAaKTOPBI pUCKa B BUE JErKOM
apTepuaabHOU TUTIEPTOHUU, TUTIEPIUITUAEMUH, KYpeHUS
WJIM MpUeMa OpajJbHbIX KOHTPALIENITUBOB; OTCYTCTBYIOT
CBEICHMS O COCTOSTHUU 30POBbSI POJACTBEHHUKOB; UME-
eTCs HeTUITMYHOE MopaxkeHue 6eoro Beuectsa npyu MPT
rojioBHoro mo3ra [4, 7].

Ilpusodum cobcmeennoe Habarodenue.

boabnas IlI., 28 net, BoguTenb Tposeiidbyca, mo-
CTYIUJIA B HEBPOJOTMYECKYI0 KIMHUKY B peBpase 2011
rona ¢ xkanodamMu Ha epUOJUYECKOE TOTOBOKPYXKEHUE,
HEe3HAUYUTEJbHYIO IATKOCTh TP X0Ab0Ee, MEpUoANIecKre
rojioBHbIe 00K, Yalle B IpaBOi JOOHO-BUCOYHOU 00-
JIaCTU, UHOTJIa COMPOBOXIAIOIIMECS TOIIHOTOM, pBOTOI,
JIJIMTEbHOCTbIO MAKCUMAJbHO A0 3 CYTOK, MPUCTyNIaMu
JI€30pUEeHTALIMU B TPOCTPAHCTBE U BPEMEHU, UMEIOIIUMU
Pa3HyI0 MPONOJKUTEIbHOCTh MO BpeMeHU (Hampumep,
00JIbHAasI MOXXET HECKOJIBKO pa3 MepexouTh U3 KOMHATHI
B KOMHATy, HEe TTIOMHS LieJIb 3TUX NEUCTBUM, C aMHE3UEN
9MMU3070B, HAUUHATH JBUXKEHUE MO MapIIPYTy C KOHEU-
HOI1 OCTAaHOBKU U COBEPLIEHHO He TOMHUTb, KAKMM 00pa-
30M OKaszajach B IPOTUBOMOJIOXHOM KOHIIE MaplIpyTa),
paccessHHOCTb, HEBHUMATEJIbHOCTbD.

Anamnues 6oaesnu. Cuntaer cebst 60JILHOI ¢ MapTa
2006 r., Korma BHE3aIlHO pa3BUIIaCh CabOCTh B JIEBBIX
KOHEUYHOCTSIX, 0oJiee BbIpaXXeHHasl B pyKe, HapylIuaach
peub (peub cTana Hepa3doopUYMBOI, HEBHSITHOI), BbIllIe-
ONMMCAHHBIM CUMIITOMAaM TIpEAIIeCTBOBAJ MapOKCU3M
BbIpaxkeHHOI 1iedanruu B TeueHue 3 qHei. bolia rocnu-
TaJIM3MPOBAHA U HAXOAMJIACh HA JICYEHUN B HEBPOJIOTU-
YECKOM OTJIEJICHUHU T10 MECTY XUTEJbCTBA C JUATHO30M:
UIIeMUYECKU (JITaKyHApHBII) HHCYJBT B MPaBOii TeMu-
chepe, CUHIPOM «HEJIOBKOM pyku» cieBa. Crycts 21
NeHb MpeObIBaHUS B CTallMOHAape ObIa BBINIMCAHA C
MOJTHBIM PEerpeccoM HEeBPOJOTHUYECKO CUMIITOMATUKU.
[Tocne BeImUCKM OONBHOI, Yepe3 10 qHel, BHOBb OCTPO
pa3BuJjiach cJaboOCTh B MpaBbIX KOHEUHOCTSIX U Hapy-
IIEHUEe peuu, B CBSI3U C UeM OblJa MOBTOPHO roCHUTAa-
JIM3UpPOBaHa, HAXOAMJIAaCh Ha CTALIMOHAPHOM JICUYEHUU
MO MOBO/Y MOBTOPHOI'O UIIEMUYECKOT0 (JJaKyHapHOTO)
WHCYJIbTa B JIEBOM IOJIylIapuu. BelmucaHa ¢ TOJHBIM
perpeccom HeBpoJiorudyeckoit cumnroMmatuku. C HOsI-
ops 2010 roma mMauMeHTKY CTajl OECITOKOUTH SITU30IbI
NIe30pUEHTALIMHU B IPOCTPAHCTBE K BO BDEMEHU, YaCTOTOM
3—4 pa3a B Mecs1l, pa3JIMYHbIE IO ITPOJOKUTEIILHOCTH:
MalyMeHTKa He MoHUMaja U He TIOMHUJIA, KaK U KaKuM
00pa3oM OHa oKa3blBajiaCh B TOM WJIM MHOM MECTEe, HE
MOTJIa BCTIOMHUTb 11eJ1M CBOMX ielicTBUi. B cepennne ne-
kabps 2010 roma rmocJie 3MM30/1a MCUXO3MOLIMOHAIBHOTO
rnepeHarpsi>keHust Ha (poHe MOCTOSIHHOT roJIOBHO 00J1H,
COMPOBOX/IABIIEUCS TOIHOTOW U PBOTOM, MOJAOCTPO
pPa3BUJIMCH C1a00CTh U OHEMEHHME B JIEBbIX KOHEYHOCTSIX,

10 TTOBOJTY Yero 00ibHast ObLJIa TOCITUTAIM3UPOBAHA B HE-
BPOJIOTMYECKOE OTMIEJICHUE IO MECTY XUTEJIbCTBA, T1e U
HaxoJujIach Ha JICYEHUU C TUATHO30M: TUTIEPTEH3UBHAS
sH1edanonaTus (JJakyHapHOe COCTOSIHUE IO JaHHBIM
KT ronosHoro mo3sra), peliuainBUpyollee TeUeHUE C Te-
MOJIMHAMUYECKUM yXyAlleHrueM. Msrkasi aprepuaibHas
runepteH3us. [lociae nposeneHuss MPT ¢ nuarHozom
JIEMKO2HIIe(paynTa HEYyTOUYHEHHOI 3TUOJIOTMY ObLIa Ha-
MpaBJieHa B HEBPOJIOTUYECKYIO KJIMHUKY.

[Ipu yrouHeHUM aHaMHe3a MalMeHTKa BCIIOMHUJIA,
YTO TOJIOBHbIC 001U OECTIOKOMJIN €€ U paHee B TeUeHUe
HECKOJIbKUX JIET, TOJJOBHAs 00Jib HOCUJIAa pacniuparo-
U XapakTep, ¢ MPEeUMYIIECTBEHHOM JIoKaau3aluueil B
MpaBoii MOJIOBUHE TOJIOBBI, HEPEJAKO COIMPOBOXIaniach
TOIIHOTOI, PBOTO#, BbIpaXXeHHOU 001Iei c1aboCThIO
U JJIWJIach OT HECKOJIBKMX YacoB A0 2—3 mHei, mocre-
MEHHO KYIMUpOBajlach CaMOCTOSITEJILHO JIMOO MPUEeMOM
aHaJibreTukKoB. Kpome Toro, ObLJIO YyCTAaHOBJIEHO, UTO B
TeUYeHUEe TOCJIECIHUX IBYX JIET BO BpeMs MPOXOXICHUS
TMpeapeiicoBbIX OCMOTPOB OOJbHAS TISITh pa3 OTCTPaHSI-
Jlach OT pabOTHI MO TTOBOAY MPUCTYMOB TOJOBHON 00U,
3TMKU30/1a OHEMEHUS JIEBOH TMOJIOBUHBI Tejla, MPUCTYTIOB
Kapauairuii, a TakxKe 3MU3040B CUJIbHOTO TOJIOBOKPY-
JKeHUST U HapyIIeHUs] KOOPAWHAIIUH.

Anamues dcu3Hu u HacaedcmeenHulil anamues. Pocna n
pa3BUBaach COOTBETCTBEHHO BO3PACTy. XPOHUYECKHUX
3a00JieBaHUI HEe UMeeT. 3aMyKeM, UMeeT OJTHOTO pebeH-
Ka. BpenHble IpUBBIYKY OoTpullaeT. HaciencTBEHHOCTh
He OTSTOIleHa.

Obsexmueno npu nocmynienuu. bonbHasi IpaBUJb-
HOTO TEJIOCIOXKEHUsI, YIOBICTBOPUTEIHLHOTO IMUTAHUS.
KoxHbIe TTOKPOBBI, BUIUMbBIC CIU3UCTBIC HE M3MEHEHBI.
[Mepudepunueckue 1umdoy3ibl He yBenUeHbI. [lbixaHue
BE3UKYJIApHOE, XpUTIOB HeT. CepaeuHble TOHBI SICHBbIe. AJ]
120/80 mm pr.ct. [Tynbe 76 B | MUH, puTMUUHBIA. ZKUBOT
MSITKUI, 0e30osie3HeHHbIN. [leueHb y Kpast pebepHOit
nyru. @u3nosiorndeckre oTIpaBieHNs] He HapyIIeHHI.

Heepoaoeuueckuii cmamyc. Coznanue sicioe. Opu-
€HTUpOBaHa B COOCTBEHHOM JTUYHOCTHU, MPOCTPAHCTBE,
BpeMeHU. DMOIIMOHAIBHO JIabMIbHa. MeHUHTealbHBIX,
0011IeMO3TOBBIX 3HAKOB HeT. [JTa3HbIe IeJIH, 3paYKy HOP-
MaJIbHOM BeIWUMHBI, D = S, peakiiuu 3pauykoB Ha CBET,
AKKOMOJAIlNsI, KOHBEPTEeHIINS COXpaHeHBI. JIBMXKeHUs
IJIa3HBIX SI0JIOK B TOJTHOM 00beMe. C1aboCcTh KOHBEPIeH-
LMY ¢ ABYX cTOpoH. Jluruionuu, ctpabusma, HUCTarMa
HeT. JIMIIO 4yTh aCUMMETPUIHO: HECKOJBKO OMYIIeH
MpaBblii yrou pra. Jlerkas meBuanus si3biKa BIIPaBo.
Imoranue, ponanusa He HapymieHb. O0beM aKTUBHBIX
NBUXEHUM B KOHEYHOCTSIX MOTHBIM. MBIIeuHas cuia 5
6autoB, D = S. MBIIIEYHBI TOHYC YIOBICTBOPUTEIIb-
"B, CyxoxuibHble pediekchl xuBbie, D = S. [laTo-
JIOTUYECKNE KUCTEeBbIE U CTOIMHBIE 3HAKW OTCYTCTBYIOT.
YyBCTBUTENBHBIX PACCTPOUCTB He BBISIBIEHO. B mo3e
PomMbepra nmerkoe momatsiBaHue. KoopanmHaTopHbIe
MTPOOKI BHITTOJIHSET YAOBIETBOPUTEIBHO € 2 cCTOpOH. [To-
XOJIKa He M3MEHeHa.
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Pesyavmamut aabopamopHvix u UHCMPYMEHMAAbHBIX
uccaedoganui. B 001eKIMHNYECKUX aHATIU3aX, aHAIN3€e
nepedbpocnuHanbHoi xkxunkoctu (ILICXK) kakux-1160 or-
KJIOHEHUIi OT HOpMBI He BbisiBieHO. AHanu3 LICXK Ha Mu-
KOOaKTepuu TyOepKyie3a, aTUMUYHbIE KJIeTKH, aHTUTea
K LIMTOMEeTaJ0BUPYCY OTpULIaTebHbII. PeBMaTOIOTMYE -
CKUE MPOObl OTpullaTeIbHble. AHAIU3 YPOBHS aHTUTEN
I1gG, IgM Kk dpochonunumsaM — HopMa, aHTUHYKJIeapHbIe
antutena CLIA B kpoBu orcyrcTByiOT. Peakuus Bac-
cepMaHa oTpuuareabHas. AHTutena K BUY He oGHapy-

JKEeHbI. YpOBeHb jJakTaTa KpoBu — 0,8 MMOJIb/1 (HOpMa
0,5—2,2 mmoab/n). DKI'-puUT™M CUHYCOBBIIA, perysspHBbIii.
D3I Ha poHe yMepeHHO BbIpakeHHBIX TUGOY3HBIX
(00111eMO3roBOro TUIIA) UBMEHEHUI 2JIEKTPOAKTUBHOCTHU
MO3ra 3aperucTPUPOBAHbBI YCIOBHO-IMUIENTU(GOPMHbBIE
(beHOMeHbI M TpU3HAKU AUCGHYHKIIMN CTBOJOBBIX CTPYK-
Typ. MPT ronoBHoro mMo3sra (puc. 1): MHOXECTBEHHbBIC
30HbI TUIIEPUHTEHCUBHOIO CUTHaja B OEJIOM BEIIECTBE
noJyuapuii T00HO-TeMEHHOI 00J1acTU CITpaBa pa3MepoM
56 x 24 MM, clieBa B 3aJHETEMEHHO-BUCOYHOI 00J1aCTH —

PucyHok 1. MP-Ttomorpammsi 6onbHovi ¢ ULAOACUJT-cuHgpomom

PucyHok 2. QnekTpoHorpamMmma 6uonrtata KOXXKHO-MbILLE4YHOro JIOCKyTa npeanseybs 6onbHoli ¢ LAQACUJT-
cuHgpomom (yeennyeHne 15 000). O6bsicHEeHue B TEeKCTe
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34 x 18 MM. AHaAJIOTMYHBIC 30HBI TTIOPAXXEHUSI OEJIOTO Be-
11IeCTBa B JIEBOI JJIOOHOI, IIpaBOii BUCOUHON JOJSIX — 10
20 mM. [TepuBeHTpUKYISIpHBII odar cieBa — a0 40 MM.
Kenynouku Mo3ra He paciliipeHbl, O0KOBBIE XKeJIya04-
KM aCUMMETPUYHBI (pa3Mepbl OOKOBBIX XKeJyJ0YKOB Ha
ypoBHe OoTBepcTUs MoHpo npaBoro — 11 Mm, 1eBoro — 5
MM). Ha MP-anruorpamMmMmax naTojaoru4ecKux M3MeHe-
HUI He BbIsIBIIEHO. 3akiatoueHue: MP-nipusHaku 6oliee
XapaKTepHBbI JJIs JIefiKodHIIehanuTa.

BonbHas ocMoTpeHa crieluajucTaMu: OKYJIMCTOM —
MaTOJOTMU HE BBISIBJICHO; MCUXUATPOM — OTCYTCTBUE
KOTHUTUBHBIX U achGbEeKTUBHBIX PACCTPONUCTB; XUPYP-
roM — y3JI0Basi MacToMaTusl crpaBa; peBMaTOJIOTOM —
JaHHBIX 32 CUCTEMHOE 3a00jeBaHUEe COeAMHUTENbHOMI
TKaHU HET.

3a BpeMs MpeObIBaHUS B CTallMOHApe y MalMeHTKU
JBaXbl HAOIIOAATUCH MUTPEHO3HbIE MAPOKCU3MBbI TN -
TEJIbHOCTHIO OT HECKOJBKMX YaCOB J0 2 CYTOK, KyMUPO-
BaBILMECS TPUEMOM aHAJTbIe€TUKOB.

BoabHo#t mpoBeneHa 6MOMCHUSI KOXHO-MBIIIIEYHOTO
JIOCKYyTa Mpearnieubs.

[MaTorucrosornyeckoe 3akialoyeHue Ha OCHOBa-
HUU JTaHHBIX 3JEKTPOHHOM MUKpoOcKonuu (puc. 2): B
CTEHKAaX apTepUuOJl BBISIBISIOTCS OTJIOXEHUS 3pebIX
KoJutareHoBbIX BOJIOKOH (KB), akKTMBHO CHMHTE3UPYIO-
mux ¢puobpobdaacTononodHbIX KiaeTok (D), 3amenieHue
[JIAIKOMBIIIIEYHBIX 2JIEMEHTOB CTEHKU 3TUX COCYIOB CO-
eJIMHUTEIbHOM TKaHbto. Cpelr COeNMHUTETbHOTKAHHBIX
MYYKOB 0OHAPYXUBAETCS TPaHYISIPHbBIT OCMUOGUIbHBII
maTtepual (CTpeJKH), KOTOPbI C MEHbIIEl MHTEHCUB-
HOCTBIO OTKJIaJbIBA€TCSl TaKKe B 0a3zaibHOW MeMOpaHe
9HIOTENUS (CTPEJKU MyHKTUPOM). B iuTomniaszme sHa0-
TeIMoUTOB (D) GOPMUPYIOTCS KPYITHBIE BAKYOJIU, IIUTO-
30J1b 3THUX KJIETOK MMEET HEPaBHOMEPHYIO 3JIEKTPOHHYIO
IUIOTHOCTD. BhIsiBIeHHBIE MOpPdOTOTMYeCcKEe MPU3HAKKU
SIBJISTFOTCSI TUTTMYHBIMU JIJIST apTEPUOTIaTU U, CBSI3aHHOM C
HAIJACHII-cuaapomoM. 3aMelieHre MAOIIMTOB CTEHKH
apTepuoJIbl COCTUHUTEIbHON TKAHBIO CBUAETEIbCTBYET
0 JaBHOCTM 3a00JieBaHMSI U BBICOKOM PUCKE Pa3sBUTUS
COCYIIMCTBIX OCJIOXKHEHUM.

Takum obOpa3om, y Hallleid 60JbHONM UMEICS KIMHU-
YEeCKUI CUMITOMOKOMILIEKC, BKJIFOUABIINUI TTOBTOPHBIE
JIaKyHapHBIE MHCYJIBTHI C TTOJTHBIM PETPeccOM HEBPOJIOTH -
YeCKOI CUMIITOMATUKM, FTOJIOBHBIE OOJIM MUTPEHO3HOTO
XapakTepa, 3MWJIeNnTuIecKuii cuHapoM. [IpoBeaeHHbBIC
JlabopaTOpHbIC MCCAEI0BAHUS HE BBISIBUJIM KaKUX-JIU-
00 OTKJIOHEHUIT OT HOpMBI. B TO Xe BpeMsi 110 TaHHBIM
HelpoBU3yan3aliy BbISIBJIEHBI MHOXKECTBEHHbBIC 30HbI
TUTMIEPUHTEHCUBHOTIO CUTHaJIa B O€JI0M BEIeCTBE MOJIYy-
IIapuii, a Mo JaHHBIM OWMOTICUM MBI — MOpPdOI0-
rMyeckue NMpU3HaAKW, SBASIOMMECS TUTTUMYHBIMU JIJIsI
aprepuonaruu, cesazaHHoit ¢ HAJACHUJII-cunapomowm,
YTO TO3BOJIMJIO HaM mocTaBuTh nuarHos: LIAJJACKIJI-
CUHJIPOM — JIOCTOBEPHBIi, C TOBTOPHBIMU MaJILIMU MO3-
TOBBIMU MHCYJIBTaMu (MapT, arpeiib 2006 rofa), peaKuMu
MUTPEHO3HBIMU MapOKCU3MaMU, CUMIITOMATUYECKOMN

STIUJIENICUE C YaCTBIMU CJIOXHBIMU TMaplualibHbBIMU
MpUCTyIaMu aMOyJ1aTOPHOTO aBTOMAaTu3Ma.

[IpoBeneHo neueHMe: cocyaucTas, MeTaboanueckas
tepanusi, acnekapa 100 mr/cyr. BonbHasi BeilucaHa B
YAOBJIETBOPUTEJILHOM COCTOSTHUU C PeKOMEHIalueil o
HarnpaBieHun Ha MCOK.

O6cyxaeHue

Mbl npoBenau auddepeHInalbHyI0 TUAarHOCTUKY
C psiaoM 3a00J€eBaHUlA, KOTOPbIE XapaKTepU3YIOTCs
pa3BUTHUEM aHAJOTUYHBIX CUMITOMOB B Pa3JIMUHbIX
koMmOuHanusx: ¢ cunapomamu MELAS, MERREF, antu-
dochoaUnUAHBIM CUHAPOMOM, PACCESIHHBIM CKJIEPO30M
Y MUTPEHO3HBIM UHCYJIBTOM.

MELAS (cuHApOM MUTOXOHAPUAIBHOM 3HIE(hano-
MHUOTIATUM C JIaKTaT-allMA030M U UHCYJIBTONOA0OHBIMU
3IIU30/aMU) SIBJsIeTCsl 3a00eBaHMEM, TepeaaloIuMCs
M0 MAaTEPUHCKOW JMHUU WU BO3MOXHBI HOBbIE MY-
TallMu, BO3ZHUKIINUE B CEMbE, U XapaKTepU3YIOUIUNACS
pPa3BUTHEM MHCYJBTOB B MOJIOJIOM BO3pacTe, HATUUYUEM
(boxanbHBIX WM TeHEepaTUu30BaAHHBIX MUNPUNALKOB,
MPUCTYIIAMU MUTPEHMU, IEMEHIIUEH, PBOTOM, MUONIATU-
YECKMM CUHIPOMOM, HEMEPEHOCUMOCTbIO (PU3UUECKUX
Harpy3ok, HU3KOPOCJIOCThIO, TJYXOTOW U HaJUYUEM
JlaKkTaT-anuao3a KpoBu. [Ipu atom cuHapome Ha MP-
TOMOTPaMMaXx BBISIBIASIOTCS OYaru MopaxeHus (30HbI
nHbapKTOB) yalle B remucdepax rofoBHOTO MO3Ta
(3aTBUTOYHBIX IOJISIX), PEKEe — B MO3XeuKe, 0a3albHbIX
TaHTIMsIX (BO3MOXHA KalblMbUKalms 6a3aibHbIX FTaH-
[JIM€B), HE COBIAJAlOLINe C ONpPeAeIeHHBIMU 30HAMU
KPOBOCHA0OXeHMUSsI, a TakKe aTpodusi KOpbl TOJOBHOTO
Mo3sra. B 6uonTaTe ckeJeTHbIX MbILILL — (hDEHOMEH pBa-
HBIX KPACHBIX BOJOKOH.

MERRF (cMHIpOM MUOKJIOHYC-3MUJIETICUU C Pa3o-
PBAHHBIMU KPACHBIMU BOJIOKHAMMU) TaKXeE SIBJISIETCS
MUTOXOHJPHUAIbHON MAaTOJIOTUEN, ITepeaeTcs Mo MarTe-
PUHCKOW TUHWY U TIPOSIBJISIETCS pa3BUTUEM MUOKJIOHUI
STMUJIENITUYECKOr0 XapakTepa, pa3BUTUEM IeHepau-
30BAHHBIX TOHUKO-KJIOHUYECKUX (BO3MOXHO aTOHM-
YeCKMX) 3MUIPUNATKOB, MUOTIATUYECKOTO CUHIpPOMA,
NEMEHIMU, aTaKCUU, HEMPOCEHCOPHOM TYroyXocCTH,
aTpoduu 3pUTEJbHBIX HEPBOB, MOJMHEBPOIIATUYECKOTO
CUHApPOMA, CMACTUYECKUX TMapajuyeil ¢ MOBBIIIEHUEM
KOHIEHTpaluu Jaktata u nupysara Kposu u LICXK. Ha
MP-ToMOTrpamMMax TOJJOBHOTO MO3ra BBISIBJISIETCSI aTPO-
(us roaoBHOro Mo3ra u KajablUubuKalus 6a3aabHBIX
raHTJIVEB.

[e6roT 3a60yieBaHUs Yy Halllel MallMEHTKU B MOJIOJIOM
BO3pacTe C pa3BUTUEM ITOBTOPHBIX MHCYJIbBTOB U Ha-
nuyreM 1edalruii MUrpeHO3HOTO XapakTepa, a Takxke
pa3BUTHE B MOCJIEAYIONIEM MapOKCU3MaTbHbBIX COCTOS -
HUI1, onipee/IeHHbIX HAMU KaK CJIOXKHBIE MTapluajbHbIe
SMUJCTITUYECKHE MPUCTYIBl aMOYyJIaTOPHOTO aBTOMa-
TU3Ma, KJIMHUYEeCKU HAllOMUHAEeT pa3BUTHE U TEYECHUE
MELAS- 1 MERRF-cunnpoma, oqHakKo OTCYyTCTBUE Y
0O0JIbHOM MMOMATUUYECKOrO CUHAPOMA, MUOKJIOHUYE-
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CKOM 3MUJIeTICUU, HU3KOPOCIOCTH, HapYyLIEHU ! ciyXa 1
3peHNsl, KOTHUTUBHBIX HAPYIIEHUI1, a TAKXe HOpMaJb-
HBIIl YPOBEHb JlaKTaTa KPOBU M U3MEHEHUS MO JaHHBIM
MP-tomorpaduu, He ABASIIONIAECS XapaKTepHBIMU st
BBILIEONMUCAHHBIX CUHAPOMOB, Jal0T HAaM OCHOBaHWUS
oTBepTHYTh Hanmnuue y nauneHTku MELAS- 1 MERRF-
CUHpOMA.

Kpowme Toro, yuuTbsiBasi MOJIO10# BO3pacT pa3BUTUSI
3a00sieBaHMSI, Mbl TPOBOAUIIU UGG EepeHIINaTbHYIO 1ua-
THOCTUKY C PacCesTHHBIM CKepo3oM. OIHaKO OTCYTCTBUE
MPU OCMOTPE COXPAHUBIIIENCS 04YaroBOoii HEBPOJIOTUYE-
CKOHWl CUMNTOMATHUKM TIPU JOCTATOYHOM CTaxe 3aboJje-
BaHUSI, OTCYTCTBME CUMIITOMOB BOBJIEUEHUSI CIIMHHOTO
MoO3Tra, a TakxXe m3MeHeHUit Ha MPT, TMNUYHBIX AT
paccesiTHHOTO CKJIepo3a, MO3BOJIMIU HaM UCKJIIOYUTH Y
0OJIbHOI TaHHBINM TMaTrHO3.

Tax xak mpu aKTMBHOM pacclpoce HaM yaajoch
BBISICHUTH Hanuuue y OOJIbHOW B aHaMHe3e uedanruit
MUTPEHO3HOTO XapakTepa, Mbl COWIN 11eJ1IeCO00pa3HBIM
YTOUHUTH BO3MOXHOCTb Pa3BUTHSI UHCYJIBTOB B paMKax
MUTPEHO3HbBIX MMAPOKCU3MOB, T.€. Pa3BUTUE MUTPEHO3-
HBIX UHCYJIBTOB, JJIsI KOTOPBIX XapaKTEPHBI CIEayIO0Ie
KJIMHUYECKUE TaHHbIe: TIPEX/ie BCETO Pa3BUTHE UHCYJIbTa
JIOJIKHO TIPOUCXOANTD B TEUEHUE TUTTUYHOM JIJIsI JAHHOTO
rnaluveHTa MUTPEHO3HOM aTaku, KpoMe TOTo, HEBPOJIO-
ruyeckuit 1edeKT J0IKeH TOUHO BOCTIPOU3BOAUTH MU~
IPEHO3HbIE CUMITTOMBI MTPEIIECTBYIOINX ATAK MUTPEHU.
Hakomnert, Bce ipyrue npuuuHbl UHCYJIbTA JOJIXKHbBI OBITH
UCKJTIOUEHBI. XapaKTep pa3BUTHS TOBTOPHBIX UHCYJIBTOB
y Halllell MalueHTKN, a TaKKe HaJuuue OoTpeesIeHHbIX
n3MeHeHuilt Ha MPT He COOTBETCTBYIOT KPUTEPUSIM I10-
CTaHOBKM AMaTrHO3a «<MUTPEHO3HBIN WHCYJBT», TO3TOMY
JIAaHHBI TMAaTHO3 HE MOXET ObITh YCTAHOBJIEH.

Taxkxe coueTaHrMe MOBTOPHBIX UIIEMUYECKUX WH-
CYJITOB B MOJIOZIOM BO3pacTe, MUTPEHO3HBIX Liedanruit
U 3MUJIETITUYECKUX TPUITIAIKOB Y Halleil O0JbHON Naniu
OCHOBaHUe /ISl IpoBeAeHus nuddepeHimaibHoOl nua-
FHOCTUKU ¢ aHTU(POCHOIUITUAHBIM cCUHApOMOM (ADC).
AHTU(GOCHOIUIUAHBIN CUHAPOM — 3TO KJIMHUKO-J1a00-
PaTOPHbBIM CUMIITOMOKOMILIEKC, XapaKTepU3yOIIUNCs
apTepuaibHbIMU U BEHO3HBIMU TPOMOO3aMU pa3IMYHOMN
JIOKaJIM3alluu, IIaToJIoThell 0epeMeHHOCTH, TPOMOOLIUTO-
MeHWeM, HaTu4YrMeM B KpOBM aHTUTENI K (pochonunumam
(ADJT), npucyTCTBYIOLIMM Ha MeMOpaHaxX TPOMOOLIMTOB,
KJIETOK BHOOTEeNNsI, B HepBHOI TKaHu. ADJI, Biuss Ha
pa3IMyHbIe 3BEHbSI TEMOCTAa3a, MPUBOJST K HAPYILIEHUIO
pPaBHOBECHUSI MEX]y CBEPThIBAIOIIEH U MPOTUBOCBEPThHI-
BaoIllell CUCTeMaMi M BO3HUKHOBEHMIO TPOMOO30B. Y
Haleil 00JbHOM B KIIMHUYECKOI KapTUHE He ObLIO CHU-
CTEMHBIX MPOSIBJIEHU I (MCKJTI0Uast HATMYKUe UHCYJIBTOB),
xapaktepHbIX 118 ADC, B nepByo ouepeab TpOMOO30B
apTepU U BEH, U3MEHEHUI CO CTOPOHBI KPDOBU U €€ CBEP-
ThIBAIOIIE ! CUCTEMbI, KOXHBIX UBMEHEHU I (ceTuatoe Ju-
BeI0), a TAKXKe HEBbIHAIIIMBAHUI OepeMeHHOCTH. Takxke
orcyrcTBue ADC nmoarBepkaaloT JaHHbIC 1a00paTOPHOI
IUArHOCTUKU (PeBMOIIPOOBI OTpUIIATEIbHbIE, aHAIN3

ypoBHs aHTuTen I1gG, 1gM k dpochonunumam — HopMma,
aHTUHYKJIeapHble aHTUTeaa CLIA B KpoBU OTCYTCTBY-
1oT). CiienoBaTeibHO, COMHUTEIbHBIM MPEACTaBISEeTCS
Hannuue ADC y 1aHHOM MALUeHTKU.

Takum oOGpa3oM, ciaeayeT cieaaTh BHIBOA O TOM, YTO
HAOJACHUII-cuHapoM ocTaeTcsl papUTEeTOM KIMHUYE-
CcKOM mpakTuKu. OgHaKO 3HaHKME TTaToreHe3a, KIMHUKU
U TOHKOCTel nuddepeHInaibHON ITMarHOCTUKU ITO3BO-
JISIET CBOEBPEMEHHO €r0o TMarHoCTUPOBATh U MPOBECTHU
COOTBETCTBYIOIIEE JTeUSHMUE.
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CADASIL-SYNDROME: PROBLEMS OF DIFFERENTIAL
DIAGNOSIS

Summary. The description of a patient with CADASIL-syndrome is
brought. The attention is paid to the problem of differential diagnosis
of CADASIL-syndrome and diseases having similar neurological
symptomatology. CADASIL-syndrome remains the rarity in clinical
practice. However knowledge of pathogenesis, clinic and subtleties
of differential diagnosis enable to diagnose it timely and to apply ap-
propriate treatment.
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