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Pe3iome

NPe/ACTaBNEHO KAMHWYBCKO® HAGNIORBHHME CEMBH, TDH “WIEHA KOTOPOR WMENH NPHCTYMbI MATPBHH C ayPOW, NaKyHaPHbIB HH-
CYNLTBI B MONIO/OM BO3PACT8, KOTHATHBHEIE HApyWeHHR. Y ORHOTO H3 GONbHLIX OWWGO4HO GbiN QMArHOCTHPOBAH PACCRAHHBI
CKNBPO3, JaHHLIA NAUMBHT NONYHaN Npenaparbl HHTEP(BPOHA B TEYEHHE HECKONLKWX NI6T. brarofaps MarHMTHO-Pe3oHaNC-
HOMY W FGHBTHY6CKOMY 06CNBZ0BaHWID 6My GbLn BLICTABNGH AnArko3 uepe6pansHon ayTOCOMHO-AOMHHAHTHOH apTepHONaTHH
¢ Cy6KOpTHKANLHLIMM HHAAPKTaMK K neiikoanuecbanonatkew (CADASIL).

Knioyesbie cnosa: Uspe6pansHan ayTOCOMHO-AOMHKAHTHAA apTepHoNaTHA ¢ Cy6KOpTUKaNbHbIMA NH(APKTaMK W NeNKO3HUe-
thanonatnei, CADASIL, KNWHHY8CKHA Cnyyad

Summary

Clinical family attendance, three members of which had migraine attacks with aura, lacunar strokes in youth, cognitive impairment
was presented in the report. Multiple sclerosis was misdiagnosed in the one patient, he received interferon during a few years.
Then cerebral autosomal dominant ateriopathy with subcortical infracts and leukosncephalopathy was diagnosed due to MRI
and genetic test.

Key words: autosomal dominant ateriopathy with subcortical infracts and leukoencephalopathy, CADASIL, clinical family

attendance

Beepenne

epebpanbHas ayTOCOMHO-"AOMHHAHTHAA apTepHOna-
THA C CyGKOPTHKANLHMMH HHbapKTaMH H Nejikosnuedano-
natueii (CADASIL) npencrasnser coboft pemxoe Hacien-
CTBCHHOE AYTOCOMHO-AOMHHAHTHOE 3a00/IEBaHHe ¢ NONHOH
NIEHETPAHTHOCTBIO, XAPaKTEPH3YETCA MHIPEHBIO C aypoH,
NOBTOPHBIMH HILIEMHYECKHMH HHCY/ITAMH NOLKOPKOBOH J10-
Ka/IH3alMH, CyOXOpTHKANBHOA AeMeHuHe#H, addeXxTHBHRIMH
HapyIeHUSMH B BHC ACIPECCHH H TpeBOXHOCTH [1, 2, 3, 4].
PacnpocrpanenHocTs 3abonesanns - 1 caydait na 100 000
HaceneHus [4).

B 1955 roxy BnepBsie Ghu1 onHcaH ciydad aprepHo-
NaTHH C ayTOCOMHO-JOMHHAHTHRIM HAaC/lCA0BAHHEM Y ABYX
cecTep, nposiBHBINEHicA B Bospacre 3040 ner B Buae no-
BTOPHBEIX HH(}ApPKTOB rof0BHOro Mo3ra [2]. [IposeaeHHsie B
1993-1996 rr. E. Tournier-Lasserve u coaBr. reHeTHaeCKHE
HCCNefoBaHHA ycTaHoBHAH, ¥ro npHunHoH CADASIL as-
naerca mytauus B reHe Notch3 Ha 19-fi xpomocome. Takum
06pa3som, Ghia AOKa3aHa NEHETHYECKAS FOMOTEHHOCTH 3a60-
JICBAHHSA, ITO CNOCOGCTBOBANO €ro JankHeHnIeMy HHTCHCHE-
HoMy usysenHo {1, 2, 3, 5]. Yxe k 2014 r. B Mupe obHapy-
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XEHO 0KO/0 500 ceMeH ¢ JAHHKRM NEHETHYECKHM AeHEKTOM
[1,2,3,6).

B HopMe rexrr Notch koaupytoT TpaHcMeMGpaHHbie pe-
LIENTOPH, Y9aCTBYIOILHE B CNEUHATH3ALHH KIETKH B IIpolec-
ce oHTOreHesa. B 95% cmyqaeB npu cHHapoMe CADASIL
BBIAB/IAIOTCA MHCCEHC-MYTallHK B 3TOM reHe (3ameHa of-
HOrO OCHOBAaHHA B KOAOHE Ha APYroe, HIMEHAIOMAA CMEICH
KOIOHa M, C/IENOBATENBHO, MPHBOAAMAA K 3aMeHe ORHOM
AMHHOKHCIIOTHI Ha IPYTYI0), 9T0 APHBOAHT K NOTEpPE WIH Ha-
PamIHBAHKIO LHCTEHHOBOTO OCTATKA ONPEAE/ICHHOrO JOMEHa
TpalicMembpaHHoOro Genxa. DTO BRI3WBAET H3IMEHEHHE Tpe-
THUHOH CTPYKTYPH Genka, H, COOTBETCTBEHHO, HapyllCHHE
ero pyHKuHH. B HacTosAmee Bpems HET €AHHON TOYKH 3PEHHA
Ha narorede3 cuiapomMa CADASIL. Ipeanonaraerca, 4ro
OCHOBHBIM MEXAHH3MOM MIOPAXEHHA ARJAETCA APTEPHONATHA
C MPOrPECCHPYIONIEH OKKITIO3HEH MeNKHX NepGOpHpYIOLHX
cocynop Genoro semecTea ronosHoro Mosra. [eHeTHaeCKH
ofycnoBieHHbe cCNEUHDHIECKHE HIMEHEHHA CTEHKH MEJIKHX
COCYNIOB MPHBOJAT K Pa3BHTHIO XPOHHYECKOA rumonepdy-
3uH. I'panynapHuie 0cMHOHIBHEIE BKIIOYEHHS, OTBETCTBEH-
HbI€ 33 YTOMLCHHE 060/104KH COCYA0B, BH3RIBAIOT NpoNnHde-
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PALIHIO KOMIIOHEHTOB 6a3anbHOH MeMOpanLl ¢ MexaHHYeCKoH
CTpaHTy/NALMEH MenxkHx aprepud. JlaHHBle BIUTIOUEHHA
APHBOAAT TAlKE K HAPYLIEHHIO NeMaTo3HUedaTH4ecKoro
6apbepa, ¥To cnocobcTByeT passHTHIO oTeka. Kpome Toro,
AKTHBHPOBAHHLIC HINEMHEH aCTPOLHTRI B MHKPOOKPYXXEHHH
COCYMHCTOH CTEHKH BLICBOOOXXIAIOT JHAOTENHH-]1, KOTOpHIH
BRI3BIBAET BA3OKOHCTPHKUMIO H HAapyLIEHHE KPOBOTOKA, YTO
SRJIAETCA NONOJHHTENLHLIM (DAKTOPOM CYXKEHHA MEJIKHX ap-
Tepsit [1, 7).

Cunnpom CADASIL passupaercs nocrenexnHo. Kax
OpaBHIO, MEPBhie CHMITOMBI HAYHHAIOT MPOABIATLCA Y
6onpHeix nocie 20 net. [IepBrIM CHMITTOMOM YacTO ARLACT-
CA HHTEHCHBHaA rosiopHaa Gomb. [lo naHHBIM NHTEpaTypH,
rosioBHas 6onb npu cuaapome CADASIL o6o3HadaeTca kak
MHIpPeHb HITH MUTPEHO30M10106HaA rosioBHas 60nb. Xapakre-
PHCTHK2 FOJIOBHOH GO/MH MOMHOCTBIO COOTBETCTBYET Oblue-
MPHHATRIM AHATHOCTHIECKHM KPHTEPHAM MHIPeHH. B 6onep-
IIHHCTBE CaydYacB HabmofaeTca MHIPEHb C aypoi HiIH e
codeTaHHe ¢ MHIpeHblo Ge3 ayphl. [locne HHCynbTa YacToTa
H TDKECTb MHIPEHO3HBIX MPHCTYNOB OOLIYHO YyMEHBILAIOT-
ca. Uedanrna npn cunapome CADASIL moxer mporexars
Taloke B popMe reMHILIErHYECKOH HWiH 6asHaapHOH MHIpe-
HH. Y HEKoTOphIX GONBHBIX TAXENblE NMPHCTYNH MHIPEHH
MOTYT CONPOBOXAATbCA HAPYIUIEHHEM CO3HAHHA, JITHIENTH-
49€CKHMH NpHnaaxaMH. HapyleHns cosHanus pH CHHIPOME
CADASIL onucans y 10% 6onbHeix [2, 4, 5).

B nocnenyomem TeyeHnH 3aboneBaHua y 6onpHoOro
BO3HHKAIOT HHCYLTH. TPaH3HTOPHbLIE HLIEMHYECKHE aTaKH
H IaKyHapHBI€ HHCY/IBTHI ARJIAIOTCA CAMBIMH YaCTBIMH CHM-
mroMaMK  cHHapoMa CADASIL. HiueMHuYeckHi HHCynbT
MOXET pa3BHTbCA B /NOGOM Bo3pacTe (CpelHH# Bo3lpacT
49 net). OGMIYHO HHCYNLT HMeeT CJEAYIOlUIHE XapaKTepH-
CTHKH: BO3HHKAaeT NPH OTCYTCTBHH COCYAMCTHIX $aKkTopoB
PHCKA; HMECT DEUHAHBHPYIOIIEE TCYCHHE; XapaKTEPHIyeT-
CA HaIHIHEM KJIACCHYECKHX CHHAPOMOB JIaKYHapHOro HH-
CYyNbTa; XapaKTepH3YyeTCA MOMHOH KIMHHIECKOH PEMHCCHER
qepe3 HECKObKO JHEH HIH Hefleb; N0 JaHHBIM HEHPOBH3Y-
anH3alHH He apaserca obmupHeM. O6BIYHO BO3HHKaET 2-5
IMHK30M0B 3a HECKONbKO neT. Knuhuyeckas kapTHHA TaAxe-
JIOTO HHCYNIbTa BCTpEYaeTcs KpanHe penko. B kuraiickoi u
KOpEHCKOH MOMY/NAUMH HIUEMHYECKHH HHCYAbT BO3HHKAET
pexe — B 60% cnydaes, omHako y 12-25% GonpHbIX pa3-
BHBAIOTCA BHYTPHUYCPENHLIC KPOBOH3NHAHHA. AdasHi H
APYTHE HApYIICHHS BBICIIHX NCHXHYECKHX (PYHKUMIH npH
cunapome CADASIL o6n4HO BeTpedaloTcs B pa3BepHyTO#H
cTanuH, a B ae6rote 3abonesanns HaGmonarorca peaxo [2,
4,7).

HampHeftmee nmporpeccupobaie 60n€3HH NPHBOOHT K
PasBHTHIO adpEKTHBHLIX pPacCTPOHCTB B BHAE ACNPECCHH
H TPEBOXHOCTH, NpOrpeccHpyoulel AeMeHuMH. JeMeHIuA
HOCHT NOGHO-TIOAKOPKOBRIH XAPaKTEp H XapaKTEpPH3yeTCA:
HapyleHHEM NaMATH, PedH, BHHMaHHA; NMOBCACHICCKHMH
PacCTpONCTBAMH; YaCTLIM COYETAHHEM C MHPAMHIOHBIMH
CHMITTOMaMH, NceBA00yTb6apHEIM CHHAPOMOM; HapymeHH-
€M MOXONKH H HEAEPXKAHHEM MOYH. YKA3aHHBIC CHMITTOMBI
00RYHO pa3BHBaOTCA B Bo3pacre 50-60 ner, a B TEpMHHANB-
HO# cTagHH 3a60/1¢BAHHA NOYTH Y Beex GONMBHRIX OTMEYaeTCA
neMeHuun {2, 4, 51.
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JlnarsocTHka AaHHOTO COCTOSHHA OCHOBBIBAETCA Ha
JIETaNLHOM HCC/EIOBAHHH HaC/NeICTBEHHOCTH GonbHOrO (Ha-
nH9He B ceMbe GONMbHBIX € MOAOGHOM KIHHHYECKOH KapTH-
HOI# HJIH C 10CTOBEPHO BbICTAB/ICHHBIM JHATHO30M CHHAPOM
CADASIL); c6ope xapakTepHhIX *anob M KIHHHIECKOH
KapTHHE (HAIHYHE [BYX CHMITTOMOB H3 YETBIPEX: MHIPEHB,
CyOKOpTHKANbHAA AEMEHUHA H HHCYIbT, apdeKTHBHREE Ha-
PYILEHHS B BHAE NENPECCHH H TPEBOXKHOCTH); XapaKTEPHKIX
H3IMCHCHHAX [PH MarHHTHO-PE30HAHCHOM HCC/EAOBAHHH
TO/IOBHONO MO3ra; GHONCHH KOXH [UIA BEIABMEHHA H3MeEHe-
HHA aprepuit Menkoro kanubpa; [JHK nccnenosannu camoro
60/IbHOTO H €10 POACTBEHHHKOB.

HefipoBH3yanH3aUHOHHOE HCCIENOBAHHE MPH CHHAPO-
me CADASIL HMeer BXHOE AHArHOCTHYECKOE 3HAvYEHHE,
TaK Kak 0OHapy»KHBaeT XapaKTepHble i 3IToro 3abonesa-
HHA CyOKOPTHKANbHEIE HHOAPKTH H IEHKOIHLUE(ANONATHIO.
Jleitkoapeo3 B oflacTH BHCOYHBIX f0/1€i, 0GHapy»HBaeMHulit
y BCeX GONMbHBIX, ABNACTCA HEHPOBH3YalnH3aUHOHHBIM Map-
kepoM cuHapoMa CADASIL. Bonbllioe 3Ha4eHHe mpuaaeTcs
aTpo)HH roJJOBHOINO M0O3ra, HapacTalolleH 10 Mepe Mporpec-
cupoBanua Goneanu. Nopaxenue PpoHTOOPOHTANBHEIX OT-
DeJI0B H 3aThUIOYHOM J0/IH, KOPKOBLIE HH(PAPKTHI BCTPEYAIOT-
ca peaxo (2, 4, 7].

Jns ycranonneHna qocrosepHoro auarnosa CADASIL
HEe0OXOQHMO BLUIBJICHHE IEHETHIECKOH MYTAlHH HW/HIH ap-
TEPHOMNATHH C XAPaKTEPHBIMH TPaHYIAPHHIMH OCMHOGQHIIb-
HBIMH BKJTIOYEHHAMH NPH GHONICHH KOXH/MBILILEL. BHOMCHA
KOXH sAB/IAETCA HaHbonee NMpOCTBIM METOAOM MOATBEPXK-
neHuA ouartosa cuHopoma CADASIL. Ilpu anextpoHHo#H
MHKPOCKONHH OOHApY)KHBAIOT CNEUH(HYCCKHE IpaHynap-
Hble OCMHO(HABHEBIE BIUTIOUEHHA CPElH AEereHEPHPOBABIIHX
MIAfKOMBILIEYHBIX K/IETOK CTEHKH AEPMAlbHBIX &PTCPHON.
Broncua Muiue # nepudepHdeckoro Heppa MOXeET GhITh
HCMONB30BaHA ¢ AHATHOCTHYECKOR Lienbio. MHHHMaNbHbIE,
KaK MpaBHIO0, GECCHMITTOMHBIC, CNEUH(PHIECKHE HIMEHEHHA
OMNpENENAIOTCA B CPEAHHX H MaJkIX Mo KanmuGpy aprepusx
BEHAX MOYTH BCEX OPraHoOB, a Takxke B aopre. I'cronorude-
CKHe HCC/IE[IOBAHHS NMOKA3LIBAIOT, YTO CTEHKA NENTOMEHHH-
reaibHbIX H TNEHETPHPYIOUIMX apTepHii TONIOBHOTO MO3ra
OKA3BIBAETCA 3HAYMTENBHO YTOMMIEHHOH, YTO MPOHCXOAHT
MPEHMYILECTBEHHO 33 CYET HAKOIUICHHA SKCTPaLe/UIONAp-
HBIX MaTPHKCHBIX G€NkoB, BKIIOYAs paiiH4HBIE THIBI KO-
flareHa W NaMHHMHA. Hanugue rpaHynspHHIX BKIOYCHHH
oTnHuaeT AaHHOe 3abonepaHHe OT BACKY/IOMATHH PH apTe-
pHanbHOM runepreH3HH H Gone3nw BuucBanrepa. Ornoxe-
HH€ aMIIOH/1a B KA9€CTBE MPHYHHBI COCYMHCTOH NaTONOTHH
HCK/II04aeTcd Ha OCHOBAHHM OTCYTCTBHA Creuxduueckoro
OKDALKHBAHHSA TPH FHCTONOTHYECKOM HccaenoBaHHH. Co-
CTaB rpaHyNAPHBIX OCMHO(HIbLHBIX BIIOYECHH HEHIBECTEH,
npeanonaraercd, wro 6enox Notch3 aBnseTca OAHHM H3 HX
KOMITOHEHTOB, 8 QHIIAMEHTE! HE BXOIAT B COCTAB BIUTIOYEHHH.
Haxornenne ocMHOQHIBLHBIX IpaHyn H JereHepalus rman-
KHX MBIMETHBIX KIETOK HA9HHAIOTCA PaHO H MOTYT omnpene-
naTheA MpH GHoncHH Koy GonbHuX cHnapomoM CADASIL
eute a0 20-netuero Bospacra [1, 2, 5]. Caenyer otmeTHTS,
9TO B MOATBEPXKAEHHBIX CTY9asX CHHAPOMA BHYTPHKOXHEIE
H3MEHEHHA MOTYT OTCYTCTBOBATH: COIVIACHO AAHHEIM 6pH-
TAHCKOIO MCCJICAOBAHHS, CNEUH(PHIHOCTE GHONMCHH KOXH
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npn CADASIL cocrasnser 100% (1. €. BhIARICHHE rpaHy-
JAPHEIX OCMHO(HIBLHBIX BKIIOYEHHH H APYTHX XapaKTEPHbIX
H3IMCHEHHIT MeJIKHX apTepHi{ AOCTOBEPHO MOATBEPXKAAET M-
arxHo3), HO MpH 3TOM YyBCTBHTE/ILHOCTH JaHHON Npoueaypb!
He npessuuaer 45% [2, 4].

Hau6onee uyBCTBHTENBHBIM METOAOM AHATHOCTHKH AB-
NAETCH MAEHTHGHKAUHA MYTaUHH PaifIHYHOIO THNA B PeHe
Notch 3, pacnonoxenHoM Ha 19 xpomocome (K HacTosLue-
My BpeMeHH BriARneHo Gonee 150 myTaumit) [4). B cocrase
rena Notch 3 nMeetca 33 ax30Ha. MyTalnH 3aTparuBaoT, B
OCHOBHOM, 0T 2 10 24 2K30H0B. Bonee 40% MyTauui npovc-
xonaT 3, 4 u 11 ax3onax. [IpakTHueckH 95 % Beex MyTauui
SRIAIOTCA MHCCEHC-MYyTauuaMi. Ha octaBmmecs 5 % npu-
XOHSTCA MYTalyH, 06yC/IORIeHHbIE CABHIOM PaMKH CYHMTbI-
BaHM4, a Takoke AeneunH [1].

B HacTosulee BpeMs NpeAToKeHb! CIEAYIOLIHe AHarHo-
cTHYeckHe kpuTepud cunapoma CADASIL:

1. KpHTEpHHM IHAarHOCTHKH BO3MOXHOIO CHHApOMA
CADASIL: Bospact B aecbiore 3abonepanns crapiue 50 ner;
B 8HaMHe3e MMEIOTCA HHCYNLTHI, OTMEYAIOTCA HapylleHHs
HaCTPOEHHA, JEMEHLHA; BBIARIEHbI COCYIHCTbIE (aKTOPbI
PHCKA B BHJE JIETKOH apTepHaIbHOH MHNEPTOHHH, THNEP/H-
MHIEMHH, KyPEHHA WIH pHEMa OpaibHbIX KOHTPALENTHBOB;
OTCYTCTBYIOT CBEIEHHA O COCTOSHHH 3A0POBbA POACTBEH-
HHKOB; HMMEETCA HETHIHYHOE NMOopaxkeHHe GeNoro BewecTsa
pH MardKHTHO-pe30HaHCHOH Tomorpaduu (MPT) ronossoro
MO3ra;

2. KPHTEDHH [MarHOCTHKH BEPOATHOIO CHHIPOMA
CADASIL: Bo3pact B ae6iote 3a6onepanns monoxe 50 net;
HanuaHe XoTd Obl 2 H3 CIEAYIOLHX KNHHHYECKHX CHMIITO-
MOB — HHCY/IbThi B aHaMHe3€e, MHIPEHb, HapYLIEHHA HacTpo-
eHHA, CyOKOpTHKa/NbHAA JEMEHLHS; OTCYTCTBHE COCYAHCTBIX
¢akTopoB pHcKa, 3THONOrHYECKH CBA3AHHBIX C HEBPOJIOTH-
9eCKHMH MPOABNEHHAMH; OYEBHAHOCTb HACIEACTBEHHON
ayTOCOMHO-IOMHHAHTHOH MepenayH;
BELIECTBA MOMYLIApHHA MOOBHOMO MO3ra H OTCYTCTBHE KOp-
THKaIbHBIX HH}apkTOB 1npxu MPT;

3. kpurepun pocrobepHoro cuuapoma CADASIL:
HaNMIHe KPHTEpHEB BeposTHoro curapomMa CADASIL, sui-
ABJICHHE NEHETHYECKON MYTalUHH H/HIH apTePHONATHH C Xa-
PAKTEpPHLIMH IPaHYAAPHBIMH OCMHOQHILHBIMH BIUTIOYEHHA-
MH npH GHoncHH xox#/Mbiu [1, 2, 4, 5, 7).

JleweOHbie BospedicTBua npu cuuapome CADASIL
orpaHH4eHnl. PexkomeHOyeTca ycTpaHenHe/ KOPPEKUMA O0-
MOJIHHTENBHBIX (AaKTOpPOB pHcka (HanmpHMep, OTKa3 OT Ky-
penus). IIpn comyTcTByloleit rHREPrOMOUNCTEHHEMHH —
JUIHTENBHBIH NpHeM GoNHeBoH KHCNOTH [8], Hecnonb3osaHHe
ayTHarperadToB [5]. B neuennn murpenu cienyet naberarsb
TPHITaHOB [6), AN KOPPEKUHH TPEBOTH, ACMIPECCHH MOTYT
ORITH MONe3Hs aHTHAENpeccaHThl [6]. Onucans cnyyau 3a-
ME[UICHHA NpPOrpecCHPOBaHHA KOFHHTHBHHIX HapyLUeHHH
OPH MCTIONBIOBAHHH 6/I0KATOPA XOMHHICTEPA3bl - AOHENeIH-
na [9], a Taloke UEHTPaIBLHBIX XOTHHOMHMETHKOB [10].

ITpuBoaum coberaennoe Habmonenne GonpHoro, cTpa-
JAK0MmEro 3THM 3a60neBaHHEeM.

BonbHo# A., HHXeHep, cuuTaeT ceba GonbHpmM ¢ 15 nier,
KOTZ1a MOABHINCDH MPHCTYTIbI, COOTBETCTBYIOIHE KPHTEPHAM
MUIPEHH ¢ aypoil. [IpHCTYnbl NPOTEKaH B BHAE CHUXXEHHS
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3penus Ha 06a m1a3a ¢ Ollly leHHEM «TyMaHa» Nepell [/1a3aMH,
4yBCTBa OHEMEHHS B pyKe, s3bIKe, MOJNOBHHE HUA, TPOAOI-
wannch oT 20 10 60 MHHYT, ¢ NoCAEAYIOLIHM PA3BHTHEM HH-
TEHCHBHBIX ONHOCTOPOHHHX NOJIOBHEIX Goned ¢ INHLEHTPOM
B JIoGHO # nepropGuTanbHOH obnactax. bons Hockna pac-
KaJTbIBAIOLUMH, NYJILCHPYIOWHH XapakTep, CONMPOBOXAANAch
¢doto- 1 poHopoOHEH, TOLIHOTOH, PBOTOH, YCHNHBAIACh NPH
H3MYECKOH aKTHBHOCTH H JUIHIACh OT HECKO/bKHX 9acoB
10 2 cyTok. Boab Kyn#poBanack CaMOCTOSTENILHO [OCIIE CHa,
naubo nocne npuema aHaMLreTHKOB. [IPHCTY bl NOBTOPANHCDH
¢ yacToToi 1-4 pa3a B roa.

B Bospacre 30 net (2003r.) y nauMeHTa BO3HHK 3MH3ON
HAapYIIEHHs PeYH, NPOABHMBIIHACA TPYAHOCTHIO B monGope
M TIPOH3HOLIEHMH CJI0B, BO BHATHOM BhLIPOKEHHH COOCTBEH-
HBIX MBIC/EH, H NPOROKANICA B TeueHHe 3 cyTok. B Bospac-
Te 32 get (2005r.) — 30H30A rOJIOBOKPY)KEHHA H MIATKOCTH
ITHTETLHOCTBEO HECKONBKO CYTOK C HEMOJHLIM PErpeccoM
cumnTomoB. [NauneHT obparuica k uesponory. [Ipu ouetke
HEBPO/IOMHYECKOrO CTaTyca ObUia BBIABJIEHA J1BYCTOPOHHAS
NHpaMHIHAaA HELOCTATOYHOCTD C BLICOKHMH CYXOKHIBHBIMH
pednekcamu, aHnu3opedexkcueit S>D, 1ByCTOPOHHHMH NaTo-
NIOFHYECKMMH CTOMHLIMH 3HAaKAMH, OTCYTCTBHEM OpIOIIHAIX
pednekcos. OTMedeHo OTKIIOHeHHe B 03¢ PoMGepra Bnpaso.
[Ipy MArHHTHO-PE3OHAHCHOM HCCNENOBAHHH OoOHapyXeHhl
MHOXECTBEHHbIE apaBEHTPHKYMNAPHBIE, CyOKOPTHKANBHEIE
M CyOTeHTOpHAIBHBIE O4YarH AEMHENTHHH3AUMH IHAMETPOM
10 6 MM 0e3 HaKOILUIEHHA KOHTPacTa, MHOMECTBEHHBIC KH-
CTO3HbIE O4arH AHAMETPOM A0 3 MM B [IapaBEHTPHKY/IAPHAIX,
6a3anbHbIX FAHMHAX H MocTe. B ciHHOM MO3re 04aroB no-
pakeHHs HaiigeHo He Obuo. [laumMeHTy NPOBOAHIOCH HCCe-
0BAHHE 3DHUTE/bHBIX BbI3BAHHBIX MOTEHLHANOB, OPTAIBEMO-
Joruyeckoe obcrnenoBaHHe, aHaNH3bI KDOBH HA BOMYAHOTHAIHA
aHTHKOarynaHT, CPB, aHTHTeNa K KapAHONHNHHY, AHTHTENA K
BHY, koTopbie He BHIABHIH NATONOTHH.

[Ipn nosTopHOM obcnenoBaHHK 4epes roft y NauxeHTa
OTMEYEHO NPHCOEIHHEHHE K HMEIOMHMCA CHMITTOMaM Tpe-
BOXHO-ACMNPECCHBHBIX PACCTPOHCTB, HYaCThIX MAHHIECKHMX
arak. [1pn HeHipoBH3yanH3alHHK GLLTO BEIABIEHO HAKOILICHHE
KOHTPAcTa OfHHM H3 HMEIOLUHXCA O4arop JEMHETHHH3ALHH.
[TauneHTy ObLT BRICTAR/IEH MHATHO3 PACCEAHHOIO CKIEPO3a,
s nedenus 6bu1 HasHaueH Geradepon. [amee GombHol
nosiyyan pasiH4Hble npenaparsl HHTepdepoHa ¢ 2006r. mo
2013r. 3a aToT nepuon He Ori10 IK3auepOatuit 3a6onepanus,
OTCYTCTBOBANH akTHBHEIE o4ard Ha MPT. OueHka qHHAMHKH
KOJIHYECTBA O4YaroB 3aTpyAHEeHa H3-32 HX 60/BIOro YHCAa H
nposeleHHs 00cIeN0BaHHA Ha pa3HbIX annaparax. bombHo#
OT/IHYANICA BBICOKOH NMPHBEPKEHHOCTHIO K JIEIEHHIO, XOPO-
1€ NepeHOCHMOCTRIO NPENApaToB HHTepdepoHa, IT0 Mpo-
ABJIANIOCH OTCYTCTBHEM N060THBIX 3 deKToB.

B Bospacre 40 ner (2013r.) OH OTMETH NOCTENEHHOE
NOABNEHHE AN3APTPHH, YCHICHHE 3aTPYAHEHHH MpH xonpbe
¢ WIATKOCTBIO, CKOBAaHHOCTLIO B HOrax. B HesposmorHieckom
CTaTyce BBIABEHBI AH3apTPHA, peduieKchl OpPaIbHOTO aBTO-
maTH3Ma. [1ape3s! He onpene/THCh, Ol HEMHOTO MOBRIIEH
TOHYC B HOrax Mo KCTpanHpaMHAHOMY THITY. CyXOXsUILHBIE
peduekcel Bricoke, D=S, nMpHcyTCTBOBaIH NAaTONOrHYECKHE
KHCTEBBIE H CTOMHBIE 3HakH. MMenach maTkocTh Ge3 weTkol
narepanu3aluH. [NauneHTy NOBTOPHO NpoBeneHo oGenenona-
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PucyHok 1. MarHuTHO-pe3oHaHcHas TOMOrpagus ronoBHOro mosra: a - 6onbHoii 1., 43 roga;
6- popHoii 6pat 6onbHoro LU, 48 neT; B - nnemsHHULA 6onbHOrO LU, 27 neT.

HHe B CTalLMoHape, Npy 3TOM JaHHbIX 3a BAaCKYNUT MOY4EHO
He 6b1io. Mpy NcCnefoBaHNM 3PUTENbHBLIX BbI3BaHHBIX MO-
TEHLMa0B 3aperncTpupoBaHbl NPU3HaKW 3aMef/IeHns npo-
BefleHMs Mo 3puTenibHbIM nyTam. [aHHble 3K, 3XO-KC,
[yNaeKCHOro CKaHWpoBaHWA 6GpaxuouetanbHbiX apTepuil,
nokasaTeNn remocTtasa, AWNMAOrpaMma He WMenn cCylue-
CTBEHHbIX OTK/IIOHEHWIA OT HOpMbI. Heliponcuxonornyeckoe
o6cnef0BaHNe BbIBMNO CHUXEHME 06beMa HemoCpesCTBEH-
HOro BOCMPOU3BEAEHNS, YMEPEHHOE CHUXEHUE NPOAYKTUB-
HOCTW 3ay4uBaHWs, 4YTO CBW/ETENbCTBOBANO O MOAANbHO-
HEeCrneLMMUUECKOM CHIKEHUM NamaTh No Tuny cnaboctu
06pa3oBaHusA CNeaos.

MPT ronosHoro mMosra u LepebpocnuHanbHOro nepe-
X0fa C KOHTPACTHbIM ycuneHunem ot 01.2014 (cM. pucyHok 1
(a)): B 6enom BelLecTBe MOAyLIAPWIA NapaBEHTPUKYNSPHO U
CYOKOPTUKaNbHO OMpPeeNaiuch MHOXECTBEHHbIE ouarut us-
MeHeHHoro MP-curHana (runepuHTeHcuBHblE Ha T2 BU 1
TIRM), 4acTb 04aroB MMeNu NpU3HaKu KUCTO3HOW TpaHc-
thopmaumuu. Hambonbwmnii (16x10X9MM) KMCTO3HbIA ouvar
pacrnonoXeH B NPaBoi NOGHO-TEMEHHOW 06/1acTW NapaBeH-
TPUKYNAPHO NepefHeMY pory npasoro 60K0BOr0 ey AouKa.
B CTBONOBbIX CTPYKTYpax - MHOXeCTBEHHbIE K1CTO3HbIE 04a-
i, BEPOSTHO, NOCTULLIEMUYECKO NPUPOABI, MaKCUMa/TbHbIM
AvnameTpoMm A0 3 MM. B npoekuum NOAKOPKOBbLIX CTPYKTYp
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PucyHok 2. PogocnosHas nauumeHTa L., 43 roga:
a - JocToBepHblii anarHo3 CADASIL; 6- BepoATHbIi
nmnarHo3 CADASIL; B - nM4HO 06Cnef0BaHHbIE;
r - [MarHo3 Hem3BeCTeH.

onpeaenaTCsa MHOXECTBEHHbIE KUCTO3HbIE 0Yarn ¢ 3feMeH-
Tammn «MonepeyHoi NcUepUYeHHOCTN» B 06/1acTh 6asanbHbIX
raHrnves. BOKOBbIE Xeny[AoUKM He paclnpeHbl, CUMMETPUY-
Hble BO Bcex oTfenax. CpefuHHble CTPYKTYpbl FOM0BHOrO
MO3ra He CMeLLieHbl. [1ocne KOHTPaCTHOrO YCUNeHns y4act-
KOB MaToNOr14ecKoro HakomnaeHWs KOHTPacTHOro BellecTBa
He BbIfBNeHo. O6cnefoBaHKe B NabopaTopum HacnefCcTBeH-
HbIX 60ne3Heil obMeHa BeLLecTB: METOLOM MNPAMOro aBTo-
MaTUYeCKOro CeKBEHUPOBaHWA MNaLMeHTY MPOBeAeH aHain3
Ha vacTble myTauun B reHe NOTCH3. BeissneHa myTtauus
665G>A, p.Cys222Tyr B reTepo3vroTHoOM COCTOSIHUW, OMu-
caHHas B 6a3e faHHbIX No MyTaumam HGMD (CM023654).

HacnencTBeHHbIN aHamHe3 (CM. PUCYHOK 2).

Co cnos nauueHTa OTel, W fBa PofHbIX bparta oTua
nepeHecny MHCYNbT B BO3pacTe Ao 45 neT, OHU ymepnun B
Bo3pacTe 0 60 neT OT coCyAMCTbIX 3a60NeBaHUiA (MHCY/bT,
MHDapPKT M1OKapaa).

PogHoii 6paT naumeHTa, 48 net, ¢ 20 NeT MMeeT aHa-
NOrMYHbIE NPUCTYNbl MUTPEHN ¢ aypoil. B 40 neT nepeHec
NaKyHapHbIi UHCYNbT B 06/1acTy CTBOMA C CMHAPOMOM [op-
Hepa, pedIeKTOPHLIM reMm1napesomM, MO3XKEUKOBLIMW Hapy-
weHuamMn. B 47 neT pasBuics anu3of BecTubynoatakTuye-
CKMX PacCTpOCTB, NPOAOMKABLUNIACA B TedeHUN 7 fHeld. B
HacTosllee BpeMs 6paT nauueHTa Xanob He Npeabasnser.
B HeBponornyeckom cratyce - CMHAPOM [OpHepa crpasa.
Pedhnekchbl opanbHOro aBTomatusma. AHusopednekcus, ped-
nekc babuHckoro cnesa. Jlerkas MHTEHLMA NpU BbINOSHEHWUN
KOOPAWHATOPHBLIX NPO6 /N1eBbIMU  KOHEYHOCTAMMW. JTunugo-
rpamma, nokasarenu remoctasa, IKI, 9XO-KC - Hopma. [y-
NneKCHOe CKaHNpoBaHWe GpaxuoLetanbHbIX apTepuii - npu-
3HaKW aTepockepo3a CoOHHbIX apTepuii 6e3 CTEHO3MPOBaHMSA.
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Heliponcuxonor: HelipogMHamMuyeckne HapylleHus B BuAe
MHEPTHOCTU MCUXWNYECKMX MPOLLECCOB, CHVDKEHWE MOfab-
HO-HecneLndUYecKoii namaTn u BepbasbHO-N0rNYEeCKOro
MbILLNEHNS.

Ero goyb (nnemsaHHMUa 6onbHOTO A.,) 27 neT, ¢ 15 net
0TMeYaeT aHalornyHble NPUCTYMbl MUTPEHW C aypPOoid, BO3HU-
Karowwme 1-2 pasa B rog. Kpome T0ro, y Hee mpucyTCTBYIOT
NPUCTYNbl UHTEHCMBHOW [BYCTOPOHHEW FoMoBHOW 60aM C
TOLUHOTOM, (hoTO- M (hoHOoho6Meld, ycunusatoLLeiica npu thu-
314ECKOM HanpshkeHUn (MUrpeHb 6e3 aypbl) ANNTENbHOCTHIO
o cyTok 1-2 snu3ofa B Mmecal. B Bospacte 19 net nocne
npucTyna MUrPeHn ¢ aypoii COXpaHMNOoCh YyBCTBO OHeMe-
HWA B NPaBblX KOHEYHOCTSX (NaKyHapHbI UHCYNbT?). B 22
r. - 6epeMeHHOCTb, BO BPeMs KOTOPOI MPUCTYMNoB He 6bino.
Moka3aTenu remoctasa, ypOBeHb FOMOLMCTENHA B KPOBU -
HopMma. B HacTosillee Bpems OHa OTMEYaeT MOBbILIEHHYHO
TPEBOXHOCTb, CHUXXEHWe namaTh. B HeBPOSIOrMyeckom cra-
TyCe - OXUB/EHUE CyXOXWNbHbIX pednekcos. MaTonorunye-
CKWe CTOMHbIe 3HaKW C BYX CTOPOH. emurunanresns cnesa.
3ak/ioYeHNe Heliponcmxonora: HapyLleHWe CNOXHbIX BUA0B
TaKTWUNbHOW YYBCTBWUTENBHOCTW B MPaBblX KOHEYHOCTSX;
CHWKEHMWE HenocpeACTBEHHON 1 ONTOBPEMEHHO NamsATH.

MPT ronosHoro mosray 6pata v nneMsaHHULbI 601bHO-
ro A. BbISiBUNA U3MEHEHNS, CXOAHbIE MO XapaKTepy 1 nokanu-
3aumu (cM. pucyHok 1(6), (8)).

BonbHON L. 0TMeyaeT y CbiHa NepuoAnyecKne ronos-
Hble 6011, Yy AOYepU TrOMOBHbIE 6OAW C MpeALIECTBYIOWMM
NOTEMHEHWEM B rnasax, BO3HMKaoLWMe Ha hoHe (h13nyeckoi
WM YMCTBEHHO Harpysku. Hgopmauus o cocTosHUN 340-
pOBbS APYTYX POLACTBEHHUKOB OTCYTCTBYET.

Takvm o6pasom, 6onbHOMY A. 6bln YCTaHOBNEH Aua-
rHo3 goctosepHoro CADASIL. B cBA3u 0TCYTCTBUEM BEPU-
(hMKauum C NOMOLLbIO FeHeTMYecKoro obcnefoBaHus, NM6o
6roncumn Koxu, y 6pata M NNEMAHHWLbI NaLueHTa AnarHos
cnegyeT cunTaTh BEPOATHbIM. Kak 0CO6EHHOCTM OMUCaHHOr0
KNMUHWYECKOTO HabMofeHNs MOXHO OTMETWUTb «Knaccuye-
cKkue» nposBneHns 3aboneBaHWs y BceX Tpex 06Cnef0BaH-
HbIX 6ONbHbLIX: MWUIPeHb C aypoi, NakyHapHble WHCYNbTbI,
KOTHWTUBHbIE HapyLLEHWs; paHHee Havyano (Ae6T MUrpeHn
¢ 15-20 neT); OWMBOYHBI AMarHO3 pacCesHHOro CKIeposa,
CneficTBMEM Yero 6biN0 UCMOb30BaHWE MNpenapaTos UHTEp-
(hepoHa B TeYEHMEe MHOTUX /1eT. |

Kapnosa Mapus WnbuHnyHa, FBOY BMNO «HO>KHO-
YpanbCkuii rocyaapCcTBeHHbIA MeANLMHCKNIA YHUBEPCUTET»
MwuH1CTepcTBa 34paBooXpaHeHns Poccuiickoii defepalim,
3aBeaytoLas kadeapoilt HepBHbIX 6OMe3Hel, JOKTOp Meau-
LMHCKVIX HayK, BpaY BbiCLUell kaTeropu, r. YensabuHek; Buk-
6ynaTosa Aiiryns PaucosHa, Bpau-xupypr ®KY3 «MCY
MBJ, Poccun no YensbuHckoii obnacTu», . YensbuHck,
MNopbiBaeBa AHacTacusa AHfpeesHa, Bpay-Hesponor NbY3
«YensbuHcKas obnacTHas KIMHWYeckas 60nbHALa», T. Ye-
nAbuHCK, [lepeBaHHbIX EneHa AHaTONbeBHA, acCUCTEHT
Katbeapbl, KaHAMAAT MeauLMHCKIX HayK TBEOY BIMO «HOXK-
HO-YpanbCKuii rocyfapCTBEHHbI MEeULMHCKMIA YHUBEpCY-
TeT» MuHACTepCTBa 34paBooxpaHeHns Poccuiickoil de-
Jepaunn, T. YensbuHck, Mapkosa BukTopus BanepbesHa,
[OUEHT Kadeapbl, KaHANAAT MeAWLMHCKUX HayK, BpaY Bble-
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