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PaccesiHHbIl cKnepos senssemcess 0OHUM U3 HacmbiX Hegposioaudeckum 3abonesarHueM. Ha MPT 205108H020 M0O32a 8bIsierisi-
tomcs o4aeu OemuenuHusayuu 8 6enom sewiecmee. OOHako, aHanoau4Has kapmuHa MPT moxem 6bimb u rpu Opyeux 3abo-
J1e8aHUSIX, 8 IMOM YUCIe Haceo0CmEEeHHbIX.

Uenb — ouyeHums ydernbHbili 8ec owubo4YHOU duacHOCMUKU PaccesiHHO20 CKeposa U CmMpyKmypy 8bisigrissieMou namorsio-
euu.

Matepuan u metoabl. 19 cnydaes 2ocrniumanusayuu 605bHbIX, MOCMYNUBWUX 8 Hesporioaudeckoe omaoerneHue ¢ Oua-
2HO30M PaccesiHHbIU CKMepo3. 6 60rbHbIX paccesiHHbIM CKIIEPO30M, KOMOPLIM rep8oHaYasibHo bbin ycmaHoeneH dpyzol dua-
2HO3, U 16 borbHbIX, HarnpaeneHHbIX 8 MeOUKo-eeHemu4ecKyto abopamoputo '6Y3 MO MOHWKU ¢ duazHo3om paccesiHHbIl
CKepo3. bonbHbIM MPo8oduIock MONEKYIAPHO-2eHEMUYECcKoe uccredogaHue, onpedernieHue nakmama 0715l UCK/TIOYeHUS Ha-
crnedcmeeHHbIx 3abornesaHul, uccriedogaHue aHmumern Kk 6oppenuosy, aHmumer K gpocchonunudam Oris1 UCKITHOHEHUST 3aborie-
8aHuli, Komopble MO2ym UMUMUpPO8amb PacCesiHHbIl CKIepos.

Pe3ynkraTtbl. Cpedu 19 60rbHbIX, 20crumanu3upo8aHHbIX 8 Hegposioaudeckoe omaerneHue ¢ npeodnonazaemMbiM duagHo-
30M paccesiHHbIU CKiepo3 8 mpex criyyasx (15,8%) duaeHo3 bbin uameHeH (8 1 criyyae bbin ycmaHoerneH duagHo3 CUHOPOM
Xakuma — Adamca, 8 1 — xpoHu4Yeckasi auriepmeH3UoHHas 3Hueganonamus u 8 1 saHyeganonamus). B 6 cny4asx, Haobo-
pom, 60/IbHbIM, KOMOPbIM MepeoHadYasibHO bbinu ycmaHoeeHbl Opyaue duacHo3bl (06beMHoe obpasoeaHue epydHO20 om-
dena CruUHHO20 MoO3ea, rombouluuarnausi, 0cCmpoe HapyweHue M03208020 Kpo8oobpawieHus, s3Hyeganonamus, Muesnonosnu-
Hespornamusi, Muesionamusi, HelipodeceHepamugHoe 3aboriegaHue), rnpu 8binucke duazHOCMUPOBasu pacCesiHHbIU CKNepoa3.
B meduko-zeHemuueckoti nabopamopuu u3 16 6orbHbIX 8 4 crydasx (25%) OuaeHo3 3abonesaHust bbin usmeHeH. Y 3 mpex
OuasHocmuposaHa HacnedcmeeHHas namornoausi (18,8%) (cundpom SANDO, nelikosHuyeghanonamus ¢ 8oerie4eHUeM cmaeorna
20/108HO20 U CIIUHHO20 M032a U M0o8bIWEHHbIM COOepxaHUeM nakmama npu criekmpockonuu, cuHopom CADASIL). Y 1 6ornb-
HoU QuasHOCMuUpoOBaHa MoKcu4Yeckas saHueghanonamusi 8 pe3yrbmame ompaerieHUs y2apHbIM 2a30M.

O6cyxpeHue. pogsedeHHoe uccredogaHue rokasano, 4Ymo y 1/5 60nbHbIX ¢ nepgoHaqarbHbiM 0Ua2HO30M PacCesiHHbIU
CKepo3 rnpu OononHUmensHoMm uccriedosaHuu 8bisierisemcs Opyeasi namorioaus, 8 mom yucre HacredcmeeHHble 3abornesa-
Hus1 He mpebytowasi HasHa4yeHus1 dopoaocmosiueli uMMyHoOModynupyrouwel mepanued.

3akntoueHue. B Poccuu snepebie onpedeneHa 0onsi HernpasusbHbix 0uazHo308 y 607bHbIX paccesiHHbIM ckreposoM. Cpe-
Ou 6onbHbIX ¢ rnpedronazaeMbiM OuagHO30M paccesiHHbIU cknepod 8 11,4%. criyyaee OuasHOCMUpPOB8aHbl HacrnedCmeeHHbIEe
3aboresaHusi.
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Multiple sclerosis is one of the common neurological diseases. The MRI of the brain revealed foci of demyelination in the
white matter. However, a similar picture of the MRI may happen in course of other diseases, including hereditary.

Objective — fo assess the proportion of misdiagnosis of multiple sclerosis and the structure of the detected pathology.

Material and methods. 79 cases of hospitalization of patients admitted to the Department of Neurology with a diagnosis
of multiple sclerosis. 6 patients with multiple sclerosis, who originally had another diagnosis, and 16 patients referred to the
medical-genetic laboratory of Moscow Regional Scientific and Research Clinical Institute named after M.F. Vladimirskiy with a
diagnosis of multiple sclerosis. Patients underwent molecular genetic research, the determination of lactate to exclude heredi-
tary diseases, the study of antibodies to borreliosis, antibodies to phospholipids to exclude diseases that can imitate multiple
sclerosis.

Results. Among 19 patients hospitalized in the Department of Neurology with a presumptive diagnosis of multiple sclerosis
in three cases (15.8%), the diagnosis was changed (in 1 case the diagnosis was Khakim — Adams syndrome, in 1 — chronic
hypertensive encephalopathy and in one more — encephalopathy). In 6 cases, on the contrary, patients who initially had other
diagnoses (volume formation of the thoracic spinal cord, lumbar sciatica, acute cerebrovascular accident, encephalopathy,
myeloploneuropathy, myelopathy, neurodegenerative disease) were diagnosed with multiple sclerosis on discharge. In the
medicogenetic laboratory 4 of 16 patients (25%) had the changed diagnosis. Hereditary pathology was diagnosed in 3 patients
(18.8%) (SANDO syndrome, leukoencephalopathy with involvement of the brain and spinal cord stem and elevated lactate
content during spectroscopy, CADASIL syndrome). One patient was diagnosed with toxic encephalopathy as a result of carbon

monoxide poisoning.

Discussion. The study showed that in 1/5 of the patients with the initial diagnosis of multiple sclerosis with additional re-
search revealed another pathology, including hereditary diseases that do not require the use of expensive immunomodulatory

therapy.

Conclusion. The proportion of incorrect diagnoses in patients with multiple sclerosis was determined for the first time in Rus-
sia. Multiple sclerosis in 11.4% of cases is diagnosed with hereditary diseases among patients with a presumptive diagnosis.
Key words: multiple sclerosis, mitochondrial diseases, SANDO syndrome, CADASIL syndrome.
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BBeaeHue

PaccesiHHbIN Cknepo3 SBNAETCS OAHMM M3 4acTbiX
HeBponornyeckux 3abonesaHuii. Ha MPT ronoBHOro
MO3ra BbISBSIOTCA o4arn geMmenuHusauum B 6enom
BewecTtee. OgHako, aHanorn4yHasa kaptmHa MPT Mo-
XeT 6bITb M Npu Apyrux 3aboneeaHusx, B TOM yucne
HacneacTBeHHbIX. HeadhEdeKTUBHOCTb MMMYHOMOAY-
nuvpytowen TepanMm NO3BONSET NPeAnoNoXUTb ApY-
ryt0 NpUYMHY M3MeHeHus 6esioro BelecTBa rosioBHO-
ro mosra y 60nbHbIX, KOTOPbIM 6bls1 AMAHOCTUPOBAH
paccesiHHbIA cKepo3. ITO MoryT 6biTb MHMEKUUK
- 6oppenuos, apyras ayTOMMMyHHas naToforns —
aHTUPoCHONMNUAHbLIA CUMHAPOM, CuMHAPOM [leBuKa.
Y peTen, nepeHecwnx HeoHaTaslbHYl0 MLILEMMUIO, TaK-
e BbISIBASIKOTCA o4yarn B 6€10M BelleCbBe rofI0BHO-
ro mosra. Bo3mMoxHO nopaxeHuem 6enoro BeLlecTBa
rofIOBHOrO Mo3ra nMpu HacneacTBEHHOW MUTOXOHAPM-
anbHol natonorum — MELAS (Munonatus, sHuedano-
naTus, MOMOYHOKMCAbIN auuaos, UHCYNbTONoAo6HbIe
coctosiHus), cuHapom SANDO, nerikoaHuedanonaTtuio
C BOBJIEYEHMEM CTBOJI@ FOJIOBHOMO U CMUHHOIO Mo3ra
W NOBbIWEHHbIM COAEpXaHWeM naktata nNpu CnekTpo-
ckonun, cuHapoMm Jlebepa (MUTOXOHApWanbHas Ha-
cneacTBeHHas HeBponaTus 3puTenbHbIX HepeoB) [1].
CuHapoM SANDO — oTHOCKTCA K Frpynne MUTOXOHAPU-
anbHbIX 6onesHen n NposiBNAETCS CEHCOPHOW aTaKkCu-
€N, HeBponaTuen, AusapTpuen n odTanbMonape3oM
(Gati I. et al.,, 2011) [2]. Ouaru B 6enom BewecTse ro-
NIOBHOM MO3re MoryT 6biTb Npu nenkoanctpodumn. Ans
HacneacTeeHHoro cnHapoma CADASIL (C (cerebral) —
uebpanbHasa, A (autosomal) — ayTocomHas,
D (dominant) — gomuHaHTHas, A (arteriopathy) —
aptepuonaTus, S (subcortical) — cybkopTukanbHbIl,
I (infarcts) — wWH@akKTbl) Takxke XapakKTepHO u3Me-
HeHne 6enoro BewecTBa rosoBHoro Mosra [3]. Mpwu

MMOTOHMYECKOW ANCTPOPUN TaKXKE MOXHO BbISIBUTb
nopaxxeHue 6es0ro Bewecrsa ros0oBHOrO Mo3ra [4-
13]. Ouarm B 6enom BelecTBe rojIOBHOMO0 MO3ra Ha-
6nopatoTca npu 6onesHn ®abpu y HocUTeNbHUL, reHa
6onesHn. OHM o6ycnoBfeHbl MOpaxXeHuemM COoCynoB
rO/IOBHOIO MO3ra B pe3ysibTaTe OT/IOXKEHUS B HUX Na-
Tonormnyeckoro cybcrpata [14]. MNopaxeHue 6enoro
BellecTBa roflOBHOro Mo3ra mMoxeT 6biTb nNpu 6oppe-
nnose, 6pyuennese, UMCTULEPKO3€E, IXUNUHOKKOKO3E,
NopaxeHuUn rosI0OBHOr0 MO3ra HempoTpodUUECKNUMHU
BUpyCaMu, CUPUINCOM, NNCTEPMO3OM, Npu geduumte
BUTaMmHa B12 (dyHuKynapHbeln Mnenos). MNpu dyHU-
KyNSipHOM Mueno3e pasBMBaeTCH AEeMUENMHU3aUns
3agHMX M 60koBbIX cT0N60B CNMHHOrO Mo3ra. [lopa-
XeHue 6enoro BewecTsa roJlOBHONO Mo3ra TakXxe pas-
BMBAETCHA NMpu capkomaose, CUCTEMHON KpaCHOW BOJI-
YaHKe, CKIepoaepMuu, rucTtnoumTose. TOKCHyeckune
BewecTBa (Npu OTpaBfEHUM TSXKENbIMKM MeTannamu,
M30HMA3NAOM W APYrUMU MNpPOTUBOTYHEpKynesHbIMU
npenapaTtaMu) Bbi3blBalOT nopaxeHune 6enoro Belle-
CTBa ronoBHOro mo3sra. Ouaru B 6en10M BeLwecTBe ro-
JIOBHOro Mo3ra MoryT 6biTb npu Tpombodunum, nep-
BUYHbBIX WIN MeTacTaTUYeCKMX OMyXossxX ros0BHOMO
MO3ra, npu COCYAUCTbIX JlaKyHapHbIX WHdapKTax.
Ouarn B 6e50M BellecTBe rOJIOBHOrO MO3ra MOryT
6bITb NP Taknx ayTOMMMYHHbIX 3aboneBaHuax, Kak
aHTUPOCHOoNMNUAHLIM CMHAPOM (HeBocnanuTenbHas
TpoMboTnyeckas BacKynonatnsa C rnopaxeHmem cocy-
Aa ntoboro kannbpa n nokanmsaunm nnm NosiBNEHNEM
B KpoBM aHTuUdochonmnmuaHblx aHtuten) [15], ontu-
komuenute [esuka. B nebiote paccesHHOro ckneposa
BO3MOXEH HEBPUT 3puUTesbHbIX HepBoB. OaHaKo, nNpwu
AVArHOCTMKE pacCessHHOro ckfiepo3a crneayeT y4uuTbl-
BaTb, YTO CYLIECTBYET 3Ha4MTeNbHOEe 4YNC/0 Hacnea-
CTBEHHbIX POpPM aTpod 1K 3pUTENIbHbIX HEPBOB.
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Llenb paboTbl — OLEHUTb yAeNbHbIN BeC oWnboy-
HOW AMarHOCTUKW pacCestHHOro CKiiepo3a U CTPYKTYpy
BbISIB/ISEMOW NATONOIMN.

Martepuan n metoabl

MpoBeaeH aHanu3 pe3ynbtatoB obcnegoBaHus
19 60nbHbIX, MNOCTYNUBLUMX B HEBPOSIOrMYECcKoe OTAe-
fleHne C AMarHOo30M paccesiHHbI cklepo3: 6 607bHbIX
paccestHHbIM  CKJIEPO30M, KOTOpPbIM MepBOHa4YasbHO
6b11 yCcTaHOBNEH Apyron avarHos, n 16 60nbHbIX, Ha-
NpaBfeHHbIX B MeAMKO-reHeTuveckyt nabopatopuio
'BY3 MO MOHUKW ¢ gnarHo3oM paccesiHHbI CK1epo3.
BonbHBIM  MPOBOAMAOCH  MOJEKYISAPHO-TeHETUYEeCKoe
nuccnefoBaHne B MeAMKO-FreHEeTUYECKOM Hay4yHOM LeH-
Tpe, onpeaeneHve nakrata Ansl UCKIOYeHUs Hacnen-
CTBEHHbIX 3aboneBaHunii, nccnegoBaHne aHTUTeN kK 6op-
penvosy ANsS UCKIYeHUs WMHMEKUMOHHOW naTonorum,
aHTuTen K docdonmnuaam Ansg UCKIYEHUS aHTUdOC-
GOoNUNMAHOro CMHAPOMA, KOTOpble MOryT UMUTUPOBATb
pacCcesiHHbIN CKNepo3.

Pe3ynbTaTbl

Mocne obcnepoBaHmsa 19 cny4yaeB 60MbHbLIX, KOTO-
pbIM Npeanonarann AnarHo3 paccesiHHbIM CKNepos3 npu
NOCTYNJEeHUN B HeBposiornyeckoe otaeneHue NBY3MO
MOHUKWN, y Tpex 60nbHbIX AuMarHo3 6bln1 U3MEHEH.
B ogHOM cniyyae 6bin1 yCTaHOBMEH AMarHo3 CMHAPOM Xa-
KuMa — AZaMca, B O4HOM — XpOHWYecKas rmnepTeH3n-
OHHas 3Huedanonatms u B 0AHOM — 3HUedanonaTus.
Takum obpasom, B 15,8% B pesynbTate ob6cnenoBaHus
B HeBposiornyeckom otaenenum Nry3 MO MOHUKU 6bin
WCKJ/TIOYEH AMarHo3 paccesiHHbIn cknepos. B 6 cnyvasx,
HaobopoT, 60MbHbIM, KOTOPbIM MepBOHaYyanbHO 6blan
YyCTaHOBNEHbI ApYyrue AWarHo3bl, Mpu BbIMUCKE U3 He-
BPOJSIOrMYECKOro oTAeNneHns AuMarHocTupoBann pac-
CesiHHbIA cknepo3. [NepBoHayanbHO Yy 3TUX 60NbHbIX
npepnonaraancb AuarHosbl: obbemMHoe obpasoBaHue
rpyaHoro otgena CAWMHHOro Moasra, JstoMmbouwumanrus,
OCTpOe HapylleHue MO3roBoro KpoBoobpalleHus, 3H-
uedanonatvs, MuenonosMHEBponaTusl, MuenonaTus,
HerpogereHepaTtMBHoe 3abonesaHne. B Meawmko-re-
HeTuyeckyto nabopatopuio NBY3 MO MOHUKW 6bino
HanpaBneHo 16 60sbHbIX, KOTOpPbIM MepBOHAYanbHO
6b11 yCTaHOBMEH AMarHO3 paccesiHHbI Ck/lepo3. Bcem
60nbHbLIM yXe 6bi1o npoBeaeHo MPT rosnoBHOro Mo3-
ra v BblsiB/IeHbl o4arn B 6en0M BellecTBe rOSI0BHOIO
Mo3ra. B pesynbtate ob6cnegoBaHus B YeTbipex ciyya-
ax (25%) amarHo3 3abonesaHuns 6bin U3MEHeH. Y Tpex
60M1bHbIX ANarHoCTMpoOBaHa HacneACTBEHHas NaTonorns
(18,8%). B oByx cny4dasix BbisiBNE€Hbl HAaCcNeACTBEHHbIE
MUTOXOHAPUanbHble 3abonesaHuns. Y ogHoM 605bHOM
anarHoctuposann cuHgpom SANDO. B oaHom cnydae
- nenkosHuedanonat1ua C BOB/IEYEHWNEM CTBOJSIA MOJI0B-
HOrO M CMMHHOIO MO3ra M MOBbIWEHHbIM CoAepXaHNEM
NakTaTa npu cnekTpockonuu. Takxe 6bis1I0 BbISIBIEHO
HacneacTBeHHoe 3aboneBaHWe HEMUTOXOHAPWAnbHOM
aTnonormm — cuHapom CADASIL. Y oaHoli 6onbHOM agna-
rHOCTMpOBaHa ToKCu4ueckasi aHuedanonatus B pesysb-
TaTe OTpaB/IeHNS yrapHbIM ra3om.

Takmm obpa3oM, No AaHHbIM obpaliaeMocTn B Me-
ANKOo-reHeTn4yeckyto nabopatoputo B 25% cnydaes
ANarHo3 paccesiHHbI cknepo3 6bin ncknyeH. Cpeau
60nbHbIX C MepBOHa4YanbHbIM AMArHO30M pacCCesHHbIN
cknepo3 B 18,8% BbigsBNeHa HacnencTBEHHAs NaToso-
rms. Y aByX u3 Tpex 60MbHbIX C AMarHOCTMPOaBHHbIMU
HacneacTBeHHbIMM  3aboneBaHusaMuM 6bina BbisiBNEHA
MUTOXOHAPWanbHas natonorms. B uenom B obenx rpyn-
nax obcneanyembix 60s5bHbIX (B HEBPONOrMYECKOM OT-
AeneHnn n Mepuko-reHeTnyeckom nabopatopum FBY3
MO MOHUWKWN) 13 35 6onbHbIX C NpeanonaraemMblM ama-
FHO30M pacCesiHHbI CKNepo3 B 7 Ciyyasax AuvarHo3 6bin
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n3meHeH. CnegoBaTenbHO, B 20% c/y4yaeB pacCesiHHbIN
CKNepo3 AMarHoCcTupyeTcst HenpasuibHO. B 11,4% cny-
yaeB Y 3TnX 60NbHbIX NpUYMHON 3aboneBaHuns aBnsgeTcs
HacneacTBeHHas NaTonorms.

MNMpnBognmM KinHn4Yeckne HabnrogeHns. bonobHas
27 net. Xanobbl Ha OHEMEHME NEBOI MOMOBMHbLI ML,
noaeprmeaHusl NeBoro Beka, rosioBHble 601K, rosoBo-
KPYy>XEeHMEe, CHWXEHMe MaMaTh, pasapaKntesbHOCTb.
CuMnTOoMbI 3a601eBaHNS MOSIBUINCL C pOXAeHUs. Poam-
nacb ¢ HopManbHbIM BecoM — 3350 r, B paHHEM AeTcTBe
MOCTOSIHHO Kpu4yana. C poXAeHUs OTMeYaeTcs KOoCo-
rnasue. Pazsutme no 1 roga npoxoAwsio CorfiacHoO BO3-
pacTHbIM HOpMaM. Hukoraa caMocTosiTeslbHO He Xoanna,
TOJIbKO C nogaepxkon. B nocnegHue 1,5 roga otmeva-
€T CHWXEeHMe NaMATU, HENOCTOSIHHOE OHEMEHME NeBOW
nonoBuHbl Nuua. Ob6ocTpeHuii 3aboneBaHus He 6blno.
Ha rnasHoM gHe — 4actuyHas aTtpodusi OMCKOB 3pu-
TenbHbIX HepBoB. Ha MPT ronoBHoro mMosra B 6enom
BellecTBe — MHOXeCTBeHHble o4yaru ¢ nepudokasnb-
HoW uHdwunbTpaumen pasmepom ot 0,2 go 0,9 cm. He-
BpOMOroM 6bi1 AMArHOCTUMPOBAH pacCesiHHbIN CK1epos,
W naumeHTka 6bl1a HanpassieHa B LEHTP pacCesiHHOro
ckneposa B N'BY3 MO MOHUKN nm. M.®. BnagnMmnpcko-
ro. YumTbiBas NepBUYHO NporpeaveHTHoe TeveHune 60-
ne3Hn, paHHui aebtoT 3aboneBaHnst HEBPOIOr LEeHTpa
pacCesiHHOro CKsepo3a Hanpaswui 605bHYO B MeAUKO-
reHeTMyeckyto nabopatopuo AN UCKIOYEHNS Hacnea-
CTBEHHOM nartonoruun. lNpu ocMOTpe — orpaHu4deHue
OBWXXEHNS N€BOro rnasHoro sa6s0ka Brnpaso. AXUsoBbl
pecdnekcbl He Bbi3blBalOTCH, TpeMop pyK. B nose Pom-
6epra HeycToMumMBa, NpW 3aKpbiBaHMM a3 NagaeT, Npu
BbIMOJIHEHMM MNaSbLLEHOCOBOM MNpPobblI MpoMaxmBaeTcs.
YyBCTBUTENIBHOCTb HE HapyllueHa, XoTsa Bubpauuto Ka-
MepTOHa B MasbLax JIeBON CTOoMbl owyuiaeT crabee.
lMoxoaoka aTakTMyeckasd. [NOKO3a B KpPOBWM A0 eabl
6,9 mmonb/n, nocne eabl — 10,7. Mpn LUTOXUMUYECKOM
nccnefoBaHMM NMMAQOLMTOB KPOBU OTMeYasioCb MOBbI-
LWEeHMe aKTMBHOCTM CyKUMHaTAermgporeHasbl U CHU-
)KE€HMe aKTMBHOCTM a-rnuuepodocdaTtaernaporeHasbl
W rnytamatgermaporeHasbl. He BbisiBNeHbl aHTUTena K
dochonunuaam n 6oppennosy. YposeHs B, n dponunesoit
KUCNOTbl B KPOBU He m3aMmeHeH. lNMpun AHK-anarHoctuke
BblsiBNieHa MyTaums B reHe POLG. JuarHoCTMpoBaH CUH-
apoM SANDO. BonbHol Ha3HayeH HOBEH N KapHULIETUH.
OTMeueHa cTtabunusaums TedyeHmns 6onesHu.

Takmm o6pa3oM, B AaHHOM HabnaeHUM NpUBOANTCS
cnydai, npu KoTopoM Ha MPT ronoBHOro Mo3ra BbIsiB-
NATCA MHOXECTBEHHble ovarn ¢ nepudoKasbHOW MH-
dunbTpaumnen. NameHeHna Ha MPT Takue Xe, Kak 1 nNpu
paccesiHHOM ckiepo3e. [axe BbisiBNeHa nepudokasnb-
Has MHGwUNbTpaums. MNpn paccesHHOM CKiepo3e BO3-
MO>XHO NepBUYHOE nporpeccupoBaHme 6onesHun. MNosto-
My HEBpOJIOr panoHa, B KOTOPOM NpoxumBaeT 6onbHas
OMarHoCTMpoBan pacCcesiHHbIN CK1epo3.

MN3BECTHO, UTO paccesiHHbIN CK1IepO3 C NEPBUYHO Mpo-
rpeccupyoWmnM TeYeHneM MNaoxXo uam Boobule He noa-
[AeTCq  JIeYEHUI0 MMMYHOMOAYMPYIOWEN Tepanuen.
BeposTHO, cpean 3Tnx 60MbHbIX MMEKTCS MauneHTbl C
MUTOXOHAPWANBHOW MaToNOrmen, K KOTOPOM OTHOCUTCS
cnHgpom SANDO, AMarHOCTUPYEMbI Yy OnuCbiBAaeMOWn
NauneHTKu.

MNMpnBognm BTOpoe HabsmwogeHne. bonbHas
30 neT »anoBanacb Ha LWAaTKOCTb, IErkKuii TpemMop nasb-
LEB pYK, UMMEpPaTUBHbIE NO3bIBbl HA HWU3, MOCTOSIHHYHO
rosI0BHYt0 60Mb, YyBCTBO CTSArMBAHUA AnLa Nocne yMbl-
BaHus. bonbHa ¢ 26 net. 3abonesaHne MeaneHHO Npo-
rpeccuposano, 6octpeHmin He 6bio. Ha MPT — 30HbI
nenkogmnctpodum B ob6enx remmcdepax. NMpu KOHTpacTun-
pOBaHMKN rago/IMHMEM O4YarM KOHTPACT HEe HakanaMBasnu.
HeBponor No MecTy XuUTenbCTBa NaunMeHTKU AMarHoCcTu-
poBan paccesiHHbIV cknepo3. bonbHas 6bina Hanpasne-
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Ha B LEHTp paccessHHOro ckneposa B NlbY3MO MOHUKN
MM. M.®. BnaguMmmpckoro. YumTbiBass OTCyTCTBUE 060-
CTpeHun B TedyeHun 6one3Hn, He CMOTPS Ha TO, YTO Kun-
HMYeckas KapTMHa HarnoMWHAaeT pacCesiHHbIA CKNepos,
6onbHas 6blna HanpaBsieHa B MeAUKO-TeHEeTUYECKYH
nabopartoputo 48 UCKIYEHUS HacIeACTBEHHOM naTo-
nornn. B HEBPONOrMYeCcKoM CTaTyce CyXOXUNbHbIE ped-
JleKCbl CHUXKEHbI, CM1a NOAB3A0LWHO-MOSACHUYHON MbILULbI
4 6anna. [ABycTopoHHUN pednekc babmHckoro. Bubpa-
LIMOHHAs YyBCTBUTENbHOCTb B NanbLax CTon oLllyuiaer-
Csl B TeueHune 3 CeKyHZA crpaBa, cneBa OTCYTCTBOBasa.
B nose Pombepra npu 3akpbiBaHuu rnas nagana. Manb-
Le-HocoByo npoby BbINOAHSAMAA C JIEFKMM MNpOMaxu-
BaHWeM crnpaBa. JlaktaT B KpOBM [0 eabl COCTaBs
2,0 mMonb/n, nocne eabl — 2,8. YCTAaHOB/IEHO CHUXe-
HMe B nuMmdouuTax KpOBU aKTUBHOCTU CyKUMHaTae-
rmgporeHasbl, a-ravuepodocdataerngporeHassl U
rnytamataermaporeHasbl. Takmum o6pa3oM, BbISIBNIEHO
CHWXXEHNE aKTMBHOCTM (PEepMEHTOB, Y4acTBYIOLWUX B
OblXaTeNbHOM LEenM MUTOXOHAPWUI, >XUPOBOM 0OMEHE,
obMeHe amuHokmcnoT. OTMeyeHO XapakTepHoe Ans
MUTOXOHAPUANbHON NaToOMOrMM yBENMYEeHne JfakTaTa
B KpPOBW Mocne Harpysku yrnesogamu. B 6uoxmmmnue-
ckon nabopatopuun noa pykosoacTtsoM E.lHO. 3axaposoli
B MeAMKO-FeHETMYECKOM Hay4HOM LEeHTpe MnpoBeeHa
OHK-gmnarHoctuka. BobisiBneHa MyTauusa reHa DARS B
KOMMayHA-reTepo3mroTHOM COCTOSIHUKM, XapaKTepHas
ANs MUTOXOHAPMaNbHOro HacneacTBeHHoro 3abonesa-
HUST — neKrkosHuedanonatMnm C BOBJlIeYEeHWEM CTBOMA
roOJIOBHOrO M CMMHHOIO MO3ra WM MOBbIWEHHbIM COAep-
X@HWEM nakTtaTa npu CrnekTpockonun. bonbHON HasHa-
YeHa sHeproTponHas Tepanus: naebeHoH B Ao3e 90 mr
B cyTkm (po 16.00) » KapHUUETUH MO ABE Kamncynbl
2 pasa B cyTku. Yepes mecsiy BubpaumoHHas 4yBCTBU-
TeNnbHOCTb B Masbuax cton yaydwwunace. CnegosaTenb-
HO, B AAQHHOM HabnioaeHun nNpeacraBieHa naumeHTka C
XapaKTepHbIMM 419 pacCessHHOro Ckiepo3a anobamu.
Ha MPT ronoBHoOro mMosra BbisiBieHO n3MeHeHue 6enoro
BELLEeCTBa, KakK Npu pacCcesiHHOM ckyiepo3e. TeM He Me-
Hee, C NOMOLLbIO MONIEKYNSIPHOM AMArHOCTUKM 6b1s10 Bbl-
SIBIeHO HacneaCcTBEHHOe MUTOXOHApuanbHoe 3abone-
BaHWE C MNOJSIOXUTENbHbLIM 3(PEPEKTOM OT SHEPrOTPOMHOMN
Tepanuu. DTOT NpuMep MnokasbiBaeT, YTO Npu AuarHo-
CTMKEe pacCesiHHOro cknepo3a HeobxoAMMO MCKYaTb
VMUTUPYIOLLUME €ro MUTOXOHAPWAasbHble HacneacTBeH-
Hble 60N1€e3HM, NPU KOTOPbIX HEe Ha3Ha4alT LOPOrocTo-
ALY MMMyHOMOAy nupylowyto Tepanuio.  OcobeHHo
3TO KacaeTca MNEepPBUMYHO MPOrpeccupytolero TeyeHus
6onesHu.

MpuBognMm TpeTbe HabnwgeHmne. bonbHOM
50 net xanosancs Ha cnabocCTb B NE€BbIX KOHEYHOCTSX,
MHOrAa nerkoe rosioBoKpy)xeHue. B ropsyen BaHHe OT-
Meyan yxyZAleHue caModyBCTBMA. 3abonen c 45 ner,
Korga BHe3arnHo yTpOM rosiBuiacb cnaboctb B JIEBbIX
KOHeYHOoCTAX. CaMocCTodaTenbHO BCe npowso. Yepes
3 roga 6b11 NOBTOPHBIM 3nMn304 cnabocT B NeBbIX KO-
HeyHocTax. Ha MPT rosnoBHOrO Mo3ra — MHOXECTBEH-
HOe o4aroBOe MNopaxeHue BellecTBa roJIOBHOro Mo3ra
no Tuny nemnkoapeosa. bbin avarHocTMpoBaH pacce-
SIHHbIM CKnepo3. [onyyan conyMmeaposn C ynay4leHu-
eM. 3ateM 6bl1 3MM304 OHEMEHUS NEBbIX KOHEYHO-
ctent. Nocne nposeaeHnst peHTreHorpadum nerkmx 6bin
AVarHocTmpoBaH capkouao3. [puHMMan npeaHuso-
JIOH C MOJIOXWUTENbHOMW ANMHAMWKOW, onpeaensieMoin no
KT nerkux. Y 6pata 6bis1 AMarHOCTUpPOBaH pacCesiHHbIN
CKnepo3. B HeBponornyeckoMm cratyce peakuusi 3pa“ykoB
Ha CBET XMBasi, CYXOXubHble pedneKkcbl cnesa Bbille.
KnoHyc nesow ctonbl. YyBCTBUTENBHOCTb, KOOPAMHALMNS
He HapyweHbl. B nose Pombepra ycronums. MeToaom
NpsiIMOro aBTOMaTMYeCKOro CeKBEHNPOBaHUS B 6UOXMMU-
yeckon nabopaTtopmmn MeanKO-reHeTMYEeCKOro Hay4yHoro

LEHTpa NMpoBeAeH aHanu3 Ha 4YacTble MyTauuu B reHe
NOTCH, oTBeTCTBEHHOM 3a BO3HMKHOBEHME CUHAPOMa
CADASIL. BbisiBneHa mytaums c. 544>C>T.p.Arg182Cys
B reTepo3mMroTHOM COCTOSIHUWM, OnMcaHHas B 6ase faH-
HbIX Mo MyTaumsam HGMD (CM961044). lmarHoctupoBaH
cnHagpoMm CADASIL. Capkonaos.

TakuM 06pa3oM, nNpeacTaBneH KIAMHUYECKUIA Cydait
C KapTUHOW paccesiHHOro cksepo3a. Ha MPT ronoBHoro
MO3ra BbISIB/IEHbl U3MEHEHMUS, TUNWUYHbIE 3TOro 3abone-
BaHus. TeM bonee y poagHoro 6parta 6bi1 AMarHoCcTupo-
BaH pacCcesiHHbIN cknepo3. Y nauuneHTa 6b110 OTMEeYeHo
NOSIOXNTENbHOE BIMSHUE WMMYHOCYMNPECCUBHOMN Te-
panun. OAHaKo, BCe 3TM CUMMMNTOMbI MAacKMpoBanwu ABa
Apyrmx 3aboneesaHusi — capkomaos M HacneacTBEHHbIN
cnHpgpom CADASIL.

OTOT nMpuMMep MNoKasblBaeT, YTO Aaxe MNpu peMuTTu-
pytoweM TedeHnn 60n1e3Hn C TUMNUYHbIMK 415 pacCesiH-
HOro ckfiepo3a oyaramu B 6e10M BellecTBe rosI0BHOro
Mo3ra npuunHoim 6one3Hn MoxeT BbITb HE pacCesiHHbIN
CK/1epo3, a cMcTeMHoe BocnanuTenbHoe 3abonesaHue ¢
HEM3BECTHOM 3TUONOMMEN — CapKoMAO03 B COYETaHUN C
HacneaCTBEeHHbIM 3aboneBaHMEM C MopaXeHWMeMm cocy-
poB Mo3ra (CADASIL). laHHOMY NauMeHTy He NoKasaHbl
[OpOrocTosilme  MMMYHOMOAYMpYROLWME npenaparbl,
Ha3HavaeMble 60/IbHbIM C pacCesiHHbIM CK1ePO30M.

MNMpnBognm 4derBeproe HabnmogeHune. bonbHas
24 neT >kanoanacb Ha CWIbHYI YTOM/ISEMOCTb, TOLU-
HOTY M PBOTY C yTpa Npuv MoceweHn BaHHOMW KOMHaThbI.
OTMevana anu304bl NOTEPU CO3HAHWUSA, NEpUoAnYecKme
601 B NpaBOM rnasHoMm s16510ke, HapyLleHMe namsaTu.
3abonena 7 net Hasaa, Korga Ha hoHe 3MOLMOHANbHOIo
cTpecca 6bi1a noTepsi CO3HaHMS B TeYEHME HECKObKUX
cekyHA. B nocneaywouweM yepes 5 net 310 COCTOsAAHME
noBTOpMIOCb. Yepes oauMH rop mnpu nonbiTke BCTaTb
M3 BaHHbl 6blna TOWHOTA, MOTeps CO3HaHuA. Yepes
4 yaca poAcTBeHHMKaMu bBblna nepeHeceHa U3 BaHHbI B
KOMHaTy. ApTepuanbHoe aassieHne 6bl10 HOpMabHbIM,
HO My/sibC y4yaweHHbIM. B TeyeHne 10 gHen 6b1o Ha-
pyweHue peun. Yepes 1 Mmecsy nocne Toro, Kak npwu-
HAMa BaHHY MNOSBWAIOCL [OJIOBOKPYXEHWE, TOLHOTa,
ynana. Yepes 30 MUHYT npuLLia B CO3HAHWE B MNOCTENN,
Kyda ee nepeHecnn u3 BaHHbl. [1pyM AONONAHUTENBHOM
onpoce 6onbHasa coobwunia, YTo B BaHHOM KOMHaTe Ha-
XoAmnacb KOMOHKa oTorieHnsa. BaHHy npuHumana 1-2
pa3a B Hegenw. Ha MPT c KOHTpacTupoBaHuWeEM rago-
nnHuem B 6enoM BellecTBe roI0OBHOrO MO3ra BblsiBrie-
Hbl CUMMeTpUYHble o4varn 6e3 HakonJeHMs KOHTpacTa,
CMMMETPUYHOE nopaxkeHue breaHbIX LWapoB. YunTbiBas
nopaxeHue 6es0ro Bewecrsa roJlOBHOro Mosra Ha MPT
HeBpoOsIoroM 6bI1 AMArHOCTUPOBAH pacCesiHHbIM CcKie-
po3. bonbHasa 6bina HanpaBneHa B LLEHTP paccesiHHOro
ckneposa B N'bBY3 MO MOHUKU nm. M.®. BnagnMmmnpcko-
ro. YumtbiBasi 4OMNOSHUTENIbHbIE CMMMTOMbI, HE BMOJIHE
XapaKTepHble ANS pacCesiHHOro ckneposa (norepsi co-
3HaHWA, TOWHOTa, pBoTa), 6onbHas 6blna HanpasneHa
L1 YTOUYHEHUS AnarHo3a B MeAMKO-TeHeTUYeCcKyto na-
6opaTopwuto. MNpu 0CMOTPE BbISB/IEH JIEFKUIA HACTArM Npwu
KpamHUX oTBeAeHusX rnasHbix s610K. CyXoXusibHble
pednekcbl OXMBNEHbI. YyBCTBUTENLHOCTb, KOOpAWHA-
LMs He HapyleHbl. AHTUTeNna Kk 6oppennosy un docgdo-
nunuaam oTcyTcTBoBanu. LepynonnasmuH B npepenax
HOpMbl. MeAb B CYTOYHOW MO4Ye He MOBbIWeHa. Y4nuTbl-
Basd TO, YTO MPUCTYNbl MNOTEPU CO3HAHUSA BO3HUKaNM B
BaHHON KOMHaTe, OTan/MBaeMon 6bITOBbIM ra3oMm, Ha-
Jinyme TOLWHOTBI M PBOTbI MPW NOCELLEHNN BaHHOM KOM-
HaTbl AMArHOCTMpoBaHa TOKCM4Yeckas 3HLUedanonaTtus.
[JaHHbIi NpuMep noKasbiBaeT, YTO Haluume o4varos
B rOJIOBHOM MO3re MOXeT 6bITb NposiBNEHMEM TOKCUYe-
CKOro nopaxeHusi mMo3sra. [eTanbHbii cbop aHamHe3a
NO3BOJIN/ BbISIBUTb B3aMMOCBSA3b KIMHUYECKOW CUMMTO-
MaTUKM U KOHTAKTOM C TOKCMYECKUM BELLECTBOM.
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CnepoBaTesfibHO, Aaxe Npu peMUTUPYIOLLEM TeYEHUN
3aboneBaHnsl N HanM4yMK o4aros B 6e510M BelecTBe ro-
JIOBHOrO MO3ra npv AMarHOCTUKE PacCesiHHOro CKJIepo-
3a crneayeT UCKYaTb Apyrue NpuymHbl 6011e3HU, B TOM
yncre TOKCMYEeCcKoe rnopa)KeHue roloBHoro Mo3sra.

O6c¢cy)xaeHune

MpoaHanu3npoBaHbl pe3ynbTaTtel obcnegoBaHns U
YTOYHEHUS AMarHo3a B Cyyasx, Koraa nepeoHavanb-
HO npeanonarancs JAWarHo3 pacCesiHHbIM  CK1epos.
Takxe 6blnM n3ydeHbl cnydawm, Korga AuarHo3 pacce-
SIHHbIV CKNlepo3 6bIn ycTaHoBAeH nocne obcnenosaHns
60/MbHbIX C APYrMMW HanpaBUTeNbHbIMU AMAarHO3aMu.
B obuwen rpynne 6onbHbIX M3 35 yenoBek agmMarHo3 pac-
CesHHbIM CK1epo3 6bl1 UCKOYEH B 7 cny4vasx, YTo co-
ctaBuno 20%. To ecTb y Kaxaoro nsatoro 60sbHOro ¢
nopaxeHuem 6en0ro Bewecrsa roslOBHOr0O Mo3ra npu-
YMHOW BoNe3Hn ABNSAETCA HE pacCesiHHbIN CKIepo3, Npu
KOTOPOM HasHauvalT AOpOrocTosyd MMMYHOMOAYU-
pyoLlyto Tepanuio, a Apyrne 3abonesaHus, nNpu KOTo-
pbiX 3Ta Tepanus He MokasaHa. HacneacTBeHHble 3a-
6oneBaHus, Kak NpMYmnHa nopaxeHus 6enoro selecrea
ro7I0BHOr0 Mo3ra, BbisiBfieHbl B 8,6%, HeHacneacTBEH-
Hble — B 11,4%. Cpean HacneacTBeHHbIX 3aboneBaHnii
AnarHocTnpoBaHHble 6onesHn u cnHgpom CADASIL. Mo-
Jly4yeHHble JaHHble CBUAETENbCTBYIOT 0 HEO6X0ANMMOCTH
VCKJII0YEHNS HACNeACTBEHHOM NMaTonormmn y 60nbHbIX C
nopaxeHuem 6enoro BeHLWecTsa roJloBHOro Mo3ra, 4YTo-
6bl MaumMeHTaM He Ha3Hayanu AOpOorocTosime UMMy-
HoMoAy MpyoLWne npenapatbl, He 3ddeKTMBHbIE MpU
HacneacTBeHHbIX 3aboneBaHuax. Ocoboe BHMMaHMe
Ha4o yAensaTb AMArHOCTUKE MUTOXOHAPWanbHbIX 3a60-
nleBaHWin nNpu nopaxeHun 6enoro BeLlecTsa roJ0BHOMO
mo3sra. Trojano M. u coasT (2001)[16] coobwmnm o Tom,
yto B UTanum 5-10% cny4daes HenpaBWIbHO AMArHOCTU-
pyeTcs paccesiHHbIN cknepo3. To ecTb y kaxaoro 20-ro
60/1bHOrO, Yy KOTOPOro AMarHOCTUpPOBAaNN pacCesHHbIN
CKNepo3, B AeNCTBUTMENBHOCTM 6bl10 Apyroe 3aboneBa-
Hue. CneposaTtesnibHO, B Hawen Bbibopke B nonynsaumm
MockoBcKkoWn o6nacTn HenpaBWbHbIA ANarHo3 paccesiH-
HbIl CKNepo3 ycTtaHaBnueanu 6onee yacto, yem Utanum.
Cpeaun Hawux nauMeHToB B 2-X U3 Tpex Ciyyaes Aguva-
rHOCTW HacneacTBeHHOro 3abosieBaHUS MPUYNHON ero
6bln1a MUTOXOHXApWanbHas nartonorns. MuToxoHapw-
anbHble 6onesHn — 310 3aboneBaHms, 0bycnoBneHHble
HapyweHneM OGYHKUMM MUTOXOHAPWUIA. MutoxoHApUK
npeacraensAoT cobon unTonnasmMaTmyeckme opraHesnsol,
KOTOpblE€ Y4acCTBYOT BO BCEX BMAax obMeHa BelwlecTB B
Knetke. Mx HasbIBalOT «3HepreTMyecKMMm CTaHunsMmn»
KNeTKn. B MUTOXOHAPUAX OCYLLECTBASIOTCS BaXKHenLwme
MeTabonmyeckne npouecchbli, B TOM YUCE OKUCIUTENb-
Hoe docdhopunmpoBaHue, obecneumBatollee MNpoayK-
LMIO SHEpPrMKn B BUAE MOJIEKYN aAeHo3MHTpudocdaTa.

BepoaTHO, 60nbHble C oyaramu B 6enoM BellecTse
ro/I0BHOrO MO3ra siBNsieTcs rpynnon pucka no Hacnea-
CTBEHHOM MUWUTOXOHAPUWANbHOM MaToNormMm W npu Mea-
JIEHHO nporpeccupyoweMm TedyeHun 6onesHwn cneayer
npoBoaAnTb AnddepeHUnanbHbiii AMarHo3 C 3Tol naTo-
norvemn. Bo3MOXHO, YTO HEKOTOpble NauMeHTbl, BKJIO-
UEHHblEe B rpynny NepBUYHO NporpeaneHTHoOn ¢opMmbl
paccesiHHOro ckjieposa, MMET APYryl naTosiormio w
3TUM MOXHO 06BACHUTL HESI(PHEKTUBHOCTD JIEYEHUS UM-
MYHOMOAY/NPYHOLLMMWU NpenapaTtamMu.

Taknm 06pa3oM, AMarHOCTMKa paccesHHOro ckieposa
npeacraBnsieT CI0KHOCTM AN HEBPOJIOroB. o4 mackomn
3TOoro 3aboneBaHna HaxoaaTcsa apyrne 605e3Hu, B TOM
yncne HacneaCcTBeHHas NaTonorns U aopyrme HeHacnea-
CTBEHHble 6onesHn, ocobeHHO Npwu NMepBUYHO nporpe-
OWNEHTHOM TeyeHun 6onesHn. BblgeneHne 3ToM nNaTono-
rmn cpeam 6onbHbIX C NopaxeHnem 6enoro BellecTsa
rofI0BHOro Mo3ra mMmeer 6o0sblloe 3HayvyeHue, Tak Kak

W

B 3TOM C/llyyae He TpebyeTcs MUCMosib30BaHMe A0pOoro-
CTOSILLEN MMMYHOMOAYMPYIOLLEN Tepanun. BbisiBneHune
MUTOXOHAPWUANBHOW HAC/IeACTBEHHOM NAToN0rMM UMeeT
6o/blLOE 3HAYeHWE, TaK KaK 3HeproTponHas Tepanus
MOXET BbI3BaTb Y/Ny4lleHWE U CTabunmsaumo TeyeHus
6onesHu.

B paHHoOM ny6nmkauum Bnepsbie B Poccun onpeaene-
Ha A0NA YTOYHEHWI AnarHo30B Yy 60/bHbIX C NepBOHa-
YyanbHO AMArHOCTMPOBAHHbLIM PaCcCesiHHbIM CK1EPO30M.
MokasaHo, YTO paccesiHHbIM CKI1epo3 UMUTUPYIOT MUTO-
XOHApWanbHble 60Me3HN, CUCTEMHOE BOCMASIUTENbHOE
3aboneBaHne C HEM3BECTHOWN 3TMONIOIMME — CapKoMao3,
HacneacTBeHHoe 3abosieBaHME C MOpPa)E€HUEM COCYAOB
mo3ra CADASIL, Tokcuyeckoe ropa)XeHue rof0BHOro
Mo3ra 6bITOBbIM Fa30M.

3akJsiroueHme

Takmm obpas3oM, cpean 60MbHbIX, MMELWMX oYaru B
6enom BewecnTBe ronoBHOro Mosra (Mo gaHHbiM MPT)
W NepBoOHaYvasibHO YCTAaHOBMEHHbIM ANArHO30M pacCcesiH-
HbIK cknepo3 B 11,4% BbisSiBNeHa HacneacTBeHHas na-
Tonorus. Ocoboe BHMMaHMe CneayeT yAensiTb NepBUYHO
nporpeaveHTHbIM (bopMaM paccessHHOro cKjlepo3a Mnpwu
nposeaeHun anddepeHumanbHOM ANMArHOCTUKN C Ha-
CNeAcTBEHHbIMU 3abo1eBaHUAMMU,
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