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KopTuko0a3aJbHblii CHHAPOM
KaK (peHOTHIIMYECKOe MPOsIBJIEHHE
pPa3JHYHbIX HEHPOJAEreHePATUBHBIX 3200/1€BAHMIA:
ONHUCAHME CEPHH CIyYaeB

10.A. llInumokosa, E.I0. ®enorosa, C.H. Manapuomkun
OI'bHY «Hayuuwiii yenmp nesposoeuu», Mockea, Poccus

AnnoTtanus

Kopmuxobazanvnbiii cundpom (KBC) npedcmasasem coboii 8apuanm amunuyHo20 RAPKUHCOHU3MA. B e2o ocHose Moeym aedcams Kak kopmukobasaivHas deee-
Hepayus, max u opyeue NPOMeUHONAMUL, 6ePUPUKALLUS KOMOPbIX 803MOXNCHA MOABKO NPU UCCAeD0BAHUY CHeYUDUUECKUX GUomMapkepos. YemaroeneHue H030102U-
ueckoli npunadaedxcrocmu 3aboseeanus npu KBC neobxo0umo 0ns onpedenenus npoeHo3a 3a601e8aHUS U MONCEN GAUSIIb HA 6bI00P NAMO2EHEMUMECK020 NeHeHUs
8 CUAY PA3AUMUIL MOACKYASPHOR0 NAMO2eHe3a NPOMeUHOnamuil, 8bi3bieaiouux HeiipodecenepamusHoie npoueccyl. Ilpedcmasnennt 4 kaunuueckux cayuas KbC —
y nauuermos ¢ 4R-maynamueii, 6oaesnoio Anvyeeiimepa, 100H0-8ucouHol demenyueil u bonesnvio Kpeiimugeasoma—Sxoba. [pusedens: npumepb UCHOAb308GHUS
00CMYRHBIX UHCIMPYMEHMANbHbIX, 2eHeMUHeCKUX U OUOXUMUHeckux ouomapkepos 0as nposederus ouggeperyuanstoi duacrocmuru KbC.

Karouesvie caoea: kopmukobazanbHblii cuHOpom, Kopmukobasanvras Oecenepayus, bonesnv Kpeiimuygeasoma—Sxoba, bonesno Anvueeiimepa,
4R-maynamus
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Corticobasal syndrome as a phenotype of various
neurodegenerative disorders: a case series

Yuliya A. Shpilyukova, Ekaterina Yu. Fedotova, Sergey N. Illarioshkin
Research Center of Neurology, Moscow, Russia

Abstract

Corticobasal syndrome (CBS) is a variant of atypical parkinsonism. The underlying cause may be corticobasal degeneration or other proteinopathies, which can
be verified only after studying specific biomarkers. The disease aetiology in CBS needs to be established to determine the disease prognosis. It can also affect the
choice of pathogenetic treatment due to the differences in the molecular pathogenesis of proteinopathies that cause neurodegenerative processes. Four clinical cases
of CBS are presented: in patients with four-repeat tauopathy, Alzheimer’s disease, frontotemporal dementia and Creutzfeldt—Jakob disease. Examples are provided
of the clinical, genetic and biochemical biomarkers available for differential diagnosis of CBS.
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KIMHWYECKIAI PA3BOP

Beenenne

Koptukob6azaneasrii cuaapoM (KBC) sBiasgeTcst omHAM U3 Ba-
PUAHTOB aTUIIMYHOTO MAPKMHCOHU3MA U MPENCTaBIseT COOOi
KOMOMHAIIMIO, KaK MUHIMYM, OTHOTO KOPKOBOTO CHMIITOMA
(ampakcusi, KOpTHKaJIbHBIA CEHCOPHBIN AehUINUT, (eHOMEH
qyXO0if KOHEYHOCTH) U, MUHIMYM, OITHOTO SKCTPaITpPaMIIHO-
TO CUMIITOMA (aKWHE3MUsI, MBIIICYHASI PUTUIHOCTD, TUCTOHMS,
MuokJoHyc) [1]. JaHHBI! CHHAPOM OBLT BIEPBBIE OMUCAH KakK
KJIaCCHYECKOe KIMHMYECKOE IPOSIBICHUE «KOPTUKOACHTA-
TOHUTPAJIBHOM JeTeHEPALNKU C HEMPOHATBHOM axpoMasuei»,
Ha3BaHHOW BITOCJIEACTBUU KOPTUKOOA3aIbHOU JereHepalueit
(KBI) [2]. C mopdomormyeckoit Touku 3peHust KbJI xapak-
Tepu3yeTcs 00pa3oBaHUEM JIEMO3UTOB (HOCHOPUIMPOBAHHOTO
4R-Tay Oenmka B HelipoHax ¥ KJIETKAX [JIMH, a TT03XKe 1 B aCTPO-
uuTax cneunduuHbix peruoHos ITHC [3].

Honroe Bpems cuntanoch, uto KbC sgBnsieTcst maTorHoMOHNY-
HbeiM TiposiBieHreM KBJI, omHako B maibHEiIeM BO MHOTHX
MCCIIENOBAHMAX OBUT TI0Ka3aH 0ojiee IMMPOKUH CIICKTP IaTo-
JIOTMYECKUX TPOIIECCOB, JIEXAlIMX B OCHOBE CUHApoMa [4].
Knunnueckas xaptuHa KBC MoXeT perucTpupoBaThesl MpU
aTUIIMYHBIX BapuaHTax Oone3nu Anbireiimepa (BA) [5], pas-
JIMYHBIX (peHOTUMAX JOOHO-BUCOUHOI nemeHuuu (JIBI), mpo-
rpeccupytonreM HamgbsiaepHoM napamnde (ITHIT), mpuoHHBIX
3a00J1eBaHUAX, CUHYKJIeHHonaTusx [4]. B ocHoBe 3Tux 3a-
OoJIeBaHMI JIeXaT pa3MMYHbIe MATOJOTWU, KOTOPHIC TPH Ha-
JMYUM  HO3OMOAMGUIMPYIOIIEH Tepanuu OyayT TpeOoBaTb
COBEPIIEHHO Pa3HBIX MOAXOAOB K JieueHMto. Tak, Hampumep,
B ocHoBe KB/l u ITHIT nexurt 4R-TaynaTtus, B oCHOBE JI0OHO-
BUcOoYHO# nemeHuu — 3R-taymarusi, TDP-43-taynatust unu
FET-nporenHonaTusi, a B ocHoBe bA — coyetaHHas maToso-
rusi OeTa-aMuIonIa M Tay-0enKa.

JIOTIOTHUTENbHBIE CIOXHOCTY KJIMHMYECKON MMAarHOCTUKU
KB/I cBsi3aHbI ¢ 00MBIINM (DEHOTUMMYECKUM pa3HOOOpaszueM
HEBPOJIOTMYECKUX TIPOSBICHUI 3a00j1eBaHMs. B KimHIYecKux
KpUTEPUSAX AMArHOCTUKU JAaHHOTO 3a00JieBaHUS BbIICIECHBI
4 nomuHIpytomux ¢penoruma Kb/I;

1) KbC,

2) 1OOHBIA MOBEAEHYECKO-MPOCTPAHCTBEHHBI CUHAPOM (Ha-
TIOMUHAIOIIUI TOBeIEHUYECKU BapUaHT JOOHO-BUCOYHOIM
JEeMEHLIMN);

3) mepBWYHAs Iporpeccupyiomas adasust ¢ HapyleHneM oe-
IJIOCTH PeH;

4) cunapom IMHIT (Hamomunatommii cuHapom Pudapncona)
(tabm. 1) [1].

JlaHHbIe Kputepun pa3pabotansl B 2013 . Ha OCHOBaHUM aHa-
JIM3a cepyii MOp(OIOTNYEeCKN MOATBEPKAEHHBIX KITMHUYECKHX
Habmonenuit KB/l u o01agaioT cpaBHUTENBHO HEBBHICOKUMM
YYBCTBUTENBLHOCTBIO M crieliMduyHoCcThIO [6]. Crenyer y4u-
TBIBAaTh, YTO, COIJTACHO YKA3aHHBIM KPUTEPUSAM, YCTAHOBKA
nrartHo3a Kbl Bo3MOXHa TOJNBKO MPU OTCYTCTBMM JAHHbIX,
VKa3bIBAIOIIMX Ha JIPYrue BO3MOXHBIE 3a00JIeBaHMS, CITUCOK
KOTOPBIX IPUBEIEH B TaOT. 2.

OtnenpHON TIPOOTEMOi SBIACTCS IMMPOKOE IepeKphIBaHUE
kmuHanyeckux ¢eHotunoB KB/ u IMHIT: B xpurepusix KBJI
curapom I[THII omucaH B KayecTBe OXHOTO U3 BO3MOXHBIX
KIMHAYECKUX (DEHOTUTIOB 3a00JI€BaHUS, KaK M B KPUTEPHUSIX
ITHIT onucan KBC B KauecTBe 0MHOrO M3 BO3MOXHBIX (DeHO-
tunoB [7]. HecMoTpst Ha psii MOJEKYJISIPHBIX M MaTOTeHETH-
YyecKuX paznuuuii [8], 00a 3a0oneBaHuMs MPEACTABIAIOT OO0
4R-TaymaTuu ¢ OONBIIMM KOJMYECTBOM CXOMHBIX XapaKTepu-
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CTHK, BKJIIOYAs MX KIMHUYecKue BapuaHThl [9]. B cBs3u co
3HAUMTEJIbHBIMU TPYIHOCTSMU KIMHUYECKOH IuddepeHIm-
AJIbHOI AMATHOCTMKY IPEMIOXEH IIOAXOM, MPeNoaraloiui
oobenuHenne Kb u ITHIT B rpynmy 4R-taynaruii, aas koto-
PBIX 00CYXIaeTcst pa3paboTKa CreINaTbHBIX THATHOCTUYECKIX
KPUTEPHEB C LIeJbI0 MCCIENOBAaHMS BOZMOXHOCTEH CO3MaBae-
MBIX TapreTHhIX pernapatos [10].

AHanu3 pyccKOsI3bIYHON JIUTEpaTyphl MOKa3ajl HaJMuue He-
6osbioro konuyectBa crateil Ha TeMy KbC — B 0OCHOBHOM,
onucaHue eIMHUYHBIX KIMHUYeCKUX ciaydaeB [11] unm 0630-
pol utepatypsl [12, 13]. Hebonbluas yacTota BCTpeuaeMOCTH
KBC B k1mHMYeCKOIi MpaKTUKE ¥ HeIOCTaTOYHas WH(OpMU-
POBAaHHOCTb Bpayeil O Pa3IUYHbIX ACMEKTax 3a00J€BaHUS CO3-
JAI0T 3HAYMTEbHbIE TPYAHOCTH AUATHOCTUKY JAHHOTO KITMHU-
YeCKOT0 CUHIPOMA.

Heabto HacTosILEH paOOTHI SIBISIETCSI ONIMCAHKME T€TePOreHHO-
ctu KbC u npeacraBneHue ceprn KinHudeckux ciydaes KbC,
B OCHOBE KOTOPBIX JIEXAT pa3IMYHbIe HO30J0TMUeCKIE (POPMEI,
a TaKXe aHaJ13 COBPEMEHHBIX MOJXOA0B K UX ITUddepeHIt-
QJTBHOU TMAaTHOCTUKE.

Marepuaibi U METO/IbI

Pabora BbImonHeHa Ha 6ase 5-TO HEBPOJOTMYECKOTO OTAENe-
HUS (OTHENCHME HelpomereHepaTUBHBIX M HACIEICTBEHHBIX
3aboneBaHuii HepBHOU cucteMbl) ®TBHY «HayuHblii 11eHTp
HeBponorun». [IpoaHamm3upoBaHa BEIOOpKA 33 TAIIMEHTOB
C KJIMHUYECKM BO3MOXHBIM M BeposTHbIM auarHo3oM KbBC,
YCTAaHOBJICHHBIM Ha OCHOBAaHMHM NEHCTBYIONIMX TMATHOCTH-
yeckux KputepueB [1]. B pabote mpencrapiaeHbl ONMUCAHUSA
4 KIMHWYECKUX CITyYaeB MAlMeHTOB ¢ KIMHIYECKUM THATHO-
30M KBC, y KOTOpHIX ¢ TMOMOIIBIO aHAIM3a JOCTYITHBIX OMO-
MAapKepoB U JOTOJHUTENbHBIX AeTaJIEN KITMHUYECKOM KapTHHBI
ObUTH IUarHOCTUPOBaHBl Bo3MoxHast 4R-taynmarus (KB wiun
ITHIT), BA, JIBJI u 6one3ub Kpeiitudenpara—idxkooa (BKS).

Pesynbrathl

KBC-4R-taynarua. Myxunna, 70 ser. [ebroT 3a00seBaHUS
B 69 JIeT, KorJa MOsIBUINCH HEJTOBKOCTh B MPaBOil HOTE ¥ OIIY-
IIeHNE HEYCTOMYMBOCTH IIPH X0mb0e, TIporrynbcui. [1o3xe mpu-
COeIMHMIACh HEJIOBKOCTh B TPaBOM pyKe, HAPYIIWICS MOYepK.
[Mpuém mpenapartoB JeBopombl 10 750 MT/cyT B TeueHue He-
CKOJIBKHX MecsI1IeB — 6e3 cylecTBeHHOro 3¢ dekTa. B HeBpono-
TUYECKOM CTaTyce NP OCMOTPE Yepe3 rofi rmocJie nedrota 3abone-
BAHWS BBISIBIICHEI TJIA30BUTATEIbHbIC HAPYIICHNUS (HApYIICHIS
WHMIMAIWY BEPTUKAIBHBIX CaKKajl, OTpaHMYEHKE CaKKal BBEPX
U CHIXEHHE MX CKOPOCTM BHHU3), TUIIOMUMMS, AM3APTPOGO-
HUSI, BBIpAKEHHOE TTOBBIIIEHHWE MBIIIEYHOTO TOHYCA B MPaBOii
pyKe, OpamvKWHE3Ws TPH BBITIOMHEHUH JWHAMUYECKHUX IIPO0
(D > S), moctypanbHbIe HapyIIeHHWs, 3aCTHIBAHUS ITPU XOIdb-
6e, uneomotopHas anpakcus (D > S). Ilpu TectpoBaHuu M0
IIKalaM BBISBICHEI YMEpEHHBIC KOTHUTHBHBIC HapyIICHHUS:
AnneHopykckas mkana — 83/100 6amno, MOCA — 24/30 6an-
JoB. TIpy MPT ronoBHOro Mo3sra BbiSIBIEHa aCUMMETPUYHAs
runotpodus TeMeHHoM obnactu (puc. 1, A). Ilpu momoans-
HOW MYHKIIMY BBISIBIEHBI HOpMaJIbHbIE YPOBHU OeTa-aMuIona
1-42 n Tay B 1epebpOCTMHANBHON XuaKocTH. HopmanbHble
YPOBHM TAHHBIX MapKePOB UCKITIOYAIOT MTaTOJIOTUIO aJiblreiiMe-
POBCKOTO THIIA, a HAJIMYME Y MalMeHTa Creuu(pUYHBIX I1a30-
JIBUTATEIbHBIX HAPYIIEHUH YKa3bIBaeT Ha HapyIeHUe GyHKIIMN
POCTPAIbHOTO MHTEPCTULIMAIBHOTO SiApa MeOUalbHOIo IMpo-
JIOJILHOTO Ty4Ka, 4TO SABISETCS TUIMMYHBIM cumntomom [THIT
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CLINICAL ANALYSIS

Corticobasal syndrome

Ta6mmuna 1. Knmuangeckue ¢eHOTHIBI (CHHAPOMBI), ACCOMMAPOBaHHBIE ¢ naTosorneii mo Tumy Kb/ [1]

Table 1. Clinical phenotypes (syndromes) associated with corticobasal degeneration [1]

Cunppom
Syndrome

BepostHbIt KBC
Probable CBS

Bo3moxHbIin KBC
Possible CBS

J106HbII NOBEAEHYECKO-
MPOCTPAHCTBEHHbIA CUHAPOM
Frontal behavioural-spatial
syndrome

lNepBuU4Has nporpeccupyroLas adasus
C HapyLueHnem 6ernocTu peyun
Non-fluent variant of primary progressive
aphasia

Cunppom MHM
Progressive suprenuclear palsy
syndrome

66

Mpu3Haku
Signs

AcMMMETpHYHOE NPOABNEHME ABYX M3 CNEAYIOLLNX NPU3HAKOB:
e PUTMEHOCTb UMM aKUHE3US KOHEYHOCTH;
e [UCTOHUS KOHEYHOCTK;
*  MUOKJIOHYC KOHEYHOCTM
Mntoc gBa 13 cneayoLLUX CUMNTOMOB:
*  OpOGYKKasIbHas anpakcus Unn anpakcus KOHeYHOCTH;
*  KOPTUKANbHbLIA CEHCOPHbIA LednuuT;
«  (DEHOMEH Yy>KOW KOHe4YHOCTH (60Nee, 4eM NpocTas nesuTaLms)
Asymmetrical appearance of two or more of the following signs:
« limb rigidity or akinesia;
« |limb dystonia;
« |limb myoclonus
Plus two of the following symptoms:
 orobuccal apraxia or limb apraxia;
« cortical sensory deficit;
- alien hand syndrome (more than simple levitation)

MoXeT 6bITb CHMMETPUYHBIM: OAMH 13 CNIEAYIOLLIMX CUMMTOMOB:
*  PUrMAHOCTb MW aKUHE3US KOHEYHOCTY;

o [VCTOHWS KOHEYHOCTMY;

e MWOKJIOHYC KOHEYHOCTH

Tnroc ofuH 13 cresyroLLmx CUMNTOMOB:

e OpOOYKKaJIbHAs anpakcus Unn anpakcus KOHeYHOCTH;

*  KOPTUKaNbHbIA CEHCOPHbIA LeuUumT;

»  (DEHOMEH Yy>KOW KOHEYHOCTH (60siee, YeM NpocTas nesuTaLms)
May be symmetrical: one of the following symptoms:

« limb rigidity or akinesia;

 |limb dystonia;

« |limb myoclonus

Plus one of the following symptoms:

« orobuccal apraxia or limb apraxia;

« cortical sensory deficit;

- alien hand syndrome (more than simple levitation)

NBa n3 cnegytoLmx CUMNTOMOB:

e HapyLleHue perynaTopHbIX YHKLNIA;

*  3PUTENIbHO-NPOCTPAHCTBEHHBIE HAPYLUEHUS;
e W3MEHEeHWs NOBELEHUS UM INYHOCTH

Two of the following symptoms:

« impaired regulatory functions:

« visuospatial impairments;

 changes in behaviour or personality

3artpynHénnas, arpaMmMaTHYHas peyb NNKC KaK MUHUMYM OfMH U3 CNEAYIOLLNX CUMITOMOB:
HapyLUeHMe NOHUMAHUS rPaMMaTUKW/NPELANOXKEHNA C OTHOCUTESTIbHO COXPAHHbIM
NOHNMaHNEM OTAENbHbIX CIOB;
HapyLLeHHas peyeBas NPOAYKLUMA (anpakcus peyn)

Laboured speech, agrammatism, plus at least one of the following symptoms:

« impaired comprehension of grammar/sentences with relatively intact understanding of single words;

- impaired speech (speech apraxia)

Tpu 13 cneaytoLwmx CUMNTOMOB:

e aKcuanbHas Unu CUMMETPUYHAA PUTMHOCTb KOHEYHOCTEN UMW aKUHEe3Ms;

 MOCTypanbHas HeyCTONYMBOCTb UMK NALEHMS;

« HeJepXXaHue Mouu;

 MOBE/EHYECKNE N3MEHEHNS;
HaJbALEPHbIA BEPTUKANbHbIA Napanuy B30pa UK CHKEHUE CKOPOCTU BEPTUKAMbHbIX CakKag

Three of the following symptoms:

« axial or symmetrical limb rigidity or akinesia;

« postural instability or falls;

 urinary incontinence;

« Dbehavioural changes;

« supranuclear vertical gaze palsy or reduced vertical saccade speed

Annals of clinical and experimental neurology. 2022; 16(1). DOI: https://doi.org/10.54101/ACEN.2022.1.9



KIMHWYECKIAI PA3BOP

KopTuko6a3anbHbiii CHHIPOM

Ta6mmna 2. Kpurepun nckmovenns Kb/l npu Haamann Bo3mMoxkHoro uim Bepositioro anario3a KbC [1]

Table 2. Exclusion criteria for CBD in a probable or possible diagnosis of CBS [1]

Kputepui
Criterion

MpuaHakn 60ne3Hn anddy3HbIX Tenel, Jlesn
Signs of Lewy body disease

[pu3HaKu MynbTUCMCTEMHON aTpochun

Signs of multiple system atrophy

[Tpn3Haku 60K0BOro aMmnoTpOdMHECKOro ckiieposa

Signs of amyotrophic lateral sclerosis

CemaHT4ecKnin U NOroneHNYecknin BApUaHT

NepBUYHON NporpeccupyroLLeit adasum

Semantic or logopenic form of primary progressive aphasia
CTpyKTYpHOE (POKanbHOe NoBpexaeHune

Structural focal damage

MyTaumu B reHe rpaHynuHa (GRIV), CHUKEHHBbI YPOBEHb
NpOrpaHynuHa nnasmbl; MyTauum B reHax TDP-43, FUS
Mutations in the granulin (GRN) gene; reduced level

of plasma progranulin; mutations in the TDP-43 or FUS genes

[MpuaHaku BA
Signs of AD

A

Mpu3naku
Signs
Knaccuyeckuii Tpemop noKos ¢ 4acToToi 4 'y, xopoLunit
1 YCTOIA4MBBINA 3CHEKT HA Mpenapatbl IEBOAONbI, FanloLMHaLUK
Classical resting tremor at a frequency of 4 Hz, good
and consistent response to levodopa, hallucinations

BbipaXeHHble BEreTaTMBHbIE HAPYLUIEHNS, MO3XE4KOBbIA CUHAPOM
Pronounced autonomic disturbances, cerebellar syndrome
[TopaXkeHne BEPXHEro 1 HKHEro MOTOHEeipoHa
Upper and lower motor neuron disease

CHWXEHHOE 3Ha4eHne COOTHOLLEHNS YpoBHS AB42 K YPOBHIO Tay-6enka;
NOATBEPKAEHME HANUYNA AMUIIONAHOI NATONOTUN NO AAHHBIM
NO3UTPOHHO-3MUCCUOHHOI TOMOrpadoum ¢ MUTTCOYPrCKOM Cy6CcTaHLmelh
Unn Apyrum 6eTa-amMmUnonaHbIM IMraHLoM; FreHeTUYecKIe MyTaLnuy,
accouuunpoBaHHble ¢ bA (B reHax PSENT, PSENZ2, APP)

Reduce ratio of AB42 to tau protein levels; presence of amyloid plaques
confirmed on positron emission tomography using Pittsburgh compound B
or another beta-amyloid ligand; genetic mutations associated
with AD (in the PSENT, PSEN2 or APP genes)

B

Puc. 1. MPT rosioBHOro M03ra nmamueHToB ¢ cl)eﬂ(mmom KBC npu HopMaibHOM COOTHOIEHHH 0HOMapKepoB (A) M H3MEHEHHBIX OMoMapKepax (YpoBeHb

Gera-ammwionna 1—42 u ray-6enka B [ICK

CTpeJ’[KaMI/I YKa3aHbl 30HbI FHHOTpOd)PIH B TCMCHHOI/I obyacTu crnepa (KOHTpaJTaTCpaI[I)HO KIIMHUYECKUM l'[pOﬂB.T[CHI/IﬂMI/I) Inpu COXpaHHOI/I obnactu

TUTIIIOKaMIIa B 000UX Clyyasx.

Fig. 1. Brain MRI of patients with the CBS phenotype, the normal ratio (4) and altered biomarkers (B-amyloid 1—-42 and tau protein in the CSF — B).
Arrows indicate areas of hypotrophy in the left temporal lobe (contralateral to the clinical symptoms), w1th preserved hippocampus in both cases.

[14]. Takum obpazom, penotursl KBC u ITHIT yacto mepexpbi-
BalOTCS, M B 3TOM CJiyyae (Kak U BO MHOTMX APYIMX aHAJIOrWy-
HBIX HAOMONEHMSIX) KIMHWICCKAsd KapTWHA He AT BO3MOX-
HOCTH YBEPEHHO MPEITIONOXUTD JIEXALIYIO B OCHOBE CUHIPOMA
MaToJIOTMI0 — Y IAHHOTO MallMeHTa 3T0 MoXeT ObITh Kak KB]I,
tak u [THII. [ToaToMy MoseKynsipHbIii qrarHo3 «4R-taynmatun»

mmm «KBC-4R-Taynmartusi» 11 Takux ciydaeB TpeacTaBlsieTcs
Hanbosee YI0OHBIM — OCOOEHHO C YYETOM pa3padaThIBAEMBIX
CETOIHS TApTeTHBIX «aHTH-Tay»-TpernapaTos [10].

KBC-BA. Xenmyna, 66 ner. ebror 3a0oneBanus B 64 roma,
KOLJd U3MEHWIACH YyBCTBUTEILHOCTL B IIPAaBOM CTOIE («KaK
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OynTo MpUKIEHIN OyMary K cTore»). Yepes mojrona crajia oT-
MeyJaTb HeJIOBKOCTh B IIPaBOM CTOIIE, MOSIBUIMCH 001Iast 3aMeji-
JIEHHOCTb, HEYCTOWYMBOCTD, IPOXKAHUE TIPABOM PYKM W HOTH.
Yepe3 rox mocje ned0Ta MPUCOSAUMHUINCH SIU30ANYECKUE
nageHust. [1o MecTy XuTeIbCTBa TIOCTAB/IEH IMarHO3 00Ne3HN
[MapkuHcona. Tepamust mpaMHIIEKCOIOM (3 MI/CYT) U aMaHTa-
nuHoM (300 Mr/cyT) B TeueHue 1,5 et — 6e3 CylecTBeHHOro
addekra. [Ipu ocmoTpe uepe3 2 Tona mocie ae6I0Ta BISBIE-
Ha Ji€rkas MbliieyHas puruaHocts (D > S), ymepeHHas Opa-
IMKWHE3Ws 6e3 JeKpeMeHTa aMIDIUTYabl 1 ckopoctr (D > S),
BBIpaXXeHHAsI MIEOMOTOPHAS arlpakCHsl B TIPaBOii CTOIIE, CHH-
KWHE3WH, TOCTypaibHble HapyineHus. [Ipu olleHKe KOTHH-
TUBHBIX (DYHKIIUI ¢ MCIONB30BaHNEM AIIEHOPYKCKOM ITKAIBI
MaToJIOTMU He BBISABIECHO (98 0aioB), oqHaKo IpH OoJjee 1e-
TaJIbHOM OCMOTPE HEHPOTICMXOIOTOM YCTAHOBIIEHBI KOJEOaH WS
BHUMAHMSI, SMOLMOHATbHO-TMYHOCTHBIE M3MEHEHUSI, CHIKE-
HUE CIIyXOpPeueBOi MaMsITH B YCJIOBUSIX MHTepdepeHIINH, 13-
MEHEHMS B IPOCTPaHCTBEHHOM cepe. [IpoBommmack Tepamust
npenapaTamu JieBonomnsl (600 Mr/cyt) B TedeHMe Mecsia —
0e3 addexTa.

ITpu MPT ronoBHoro mosra (uepe3 2 rojga oT aebroTa) BU3Y-
aNu3upyeTcsd TUIOTpodus NIeBOM TEMEHHOM NOJM; TIPU 3TOM
TUMOTpOQus B 001aCTH TUMIOKAMIIOB OTCYTCTBYET (puc. 1, B).
[Mpu moMOambHOM TMYHKIWMU BHISIBICH CHIDKEHHBIN YpOBEHD
Oeta-amunona 1-42 1 NOBBILIEHHBIH YPOBEHb (POCHOPUINPO-
BaHHOTO Tay-0eJIKa B LIepeOpOCIMHANBHOM XXUAKOCTH, YTO, CO-
IJIACHO MEXIYHAPOIHBIM MCCIEN0BATeIbCKUM KPUTEPUSIM BA,
TONTBEPXKAaeT HATMIMEe TTaTONIOTUM aJIbLIIeiiMEPOBCKOTO TUIIA.

KBC-JIBJI. Kenumna, 56 net. ebroT 3aboeBaHust B 54 roma ¢
MOCTEIICHHOTO HapaCTaHUSI KOTHUTUBHBIX ¥ PEUEBBIX HAPYIIIe-
HUM, aQ@PEKTUBHBIX PACCTPOMCTB, JTUYHOCTHBIX M3MEHEHMIA
(amaTust, ”HEPTHOCTH, CHUXXKEHHE COIMATbHOTO MHTepeca). Ye-
pe3 MoJIroaa MOSBUIIMCH IPOXKaHKE B JIEBOM pyKe, M3MCHEHUS
armeTuTa, alpakcus B JieBoii pyke. Yepes ron mocie aebrora
MIPUCOCANHIIACH 3aMEUICHHOCTD IBMXXCHUN (aCHMMETpUIHAS
OpaaukuHe3usi, puruaHocTb, S>D). IIpu ocMotpe B 56 neT B
HEBPOJIOTUYECKOM CTaTyce, TIOMUMO aCUMMETPUYHOTO aKMU-
HETUKO-PUIMAHOTO CUHAPOMA M alpakCHUU, BBISBICHA IHUC-
TOHMYECKAs YCTaHOBKa B JieBoi pyke. CeMelHBI aHaMHe3
He orsaroui€éH. [Ipyu MPT romoBHOro mMo3ra BU3yaau3upyeTcs
acUMMeTpHUYHas atpodusi JT0OOHO-BUCOYHO-TEMEHHBIX NONEi,
6onbie cripasa (puc. 2). [pu JJHK-nuarnoctuke BbisiBieHa
reTepo3uroTHas myrtauusa B reHe GRN. Ha ocHoBaHum Kiu-
HUYECKOM KapTWHH U pe3yibratoB JHK-mmarHocTiky ycra-
HOBJIEH IWarHo3 moseneHYeckoro BapuaHTta JIBJl. OmHako,
VUNTHIBas HaJMUMe acCUMETPUYHON PUTHAHOCTH, TVCTOHHUU
W ampakcWH, e€ IBUTAaTebHBIC HApYIICHUS MOIJN OBl OBITH
KnaccuupoBaHbl 1 Kak npospieHust KbC, uto xopouo ui-
JIIOCTPUPYET ONPEAENEHHYIO YCIOBHOCTh KIIMHUYECKUX TPAHHUIL
MEXIy STUMU (PeHOTHIIAMHU.

KBC-BKA. Xenmmna, 58 net. B Bo3pacte 57 net mosgBuimch
JIeTKMe HapylieHus peuu, addeKTUBHbIE pacCTpoiicTBa, Ha-
pylreHuss HouHoro cHa. Ilpm ocMotpe depe3 10 mec mocie
Hayaja 0oJIe3HM B HEBPOJOTMUYECKOM CTaTyce oOpalllad Ha
ce0sl BHUMaHMe JIETKUI MOCTypalibHbliA Tpemop pyk (D > S),
ampakcusi B pykax (TPYAHOCTM TMPU KOMMPOBAHUU XECTOB,
D > S), xornutusHblie Hapymenuss (MoCA — 18/30 6annos,
Amnenopykckas mkana ACE-R — 75/100 6amnoB). [Ipu ocMot-
pe uepe3 11 mec nocne ae6roTa OTMEUEHO 3HaUNTENBHOE Hapac-
TaHWE¢ KOTHUTUBHBIX HAPYIIEHUH ¢ BHIPAXXeHHBIM HapyIICHH-
€M ITOHUMAaHUSI MHCTPYKILUH 1 OSIBICHUEM 3aTOPMOKEHHOCTH
MBIIIEHYsI, HApacTaHWe BBIPAXXEHHOCTH alpakcuu B pyKax

Puc. 2. MPT ronosHoro Mo3ra nanuentku ¢ ¢enorunom KBC B pamkax
nosenenyeckoro sapuanta JIBJI ¢ BbisBiennol myramueii B reie GRN

Fig. 2. Brain MRI of patient with CBS I{)henotype as part of behavioral
variant of frontotemporal dementia with a mutation in the GRN gene

A B

Puc. 3. MPT romnoBaoro mo3sra (pexum JIBU) namentku ¢ BKS npn na-
Jmmuun KBC yepe3 10 (4) u 12 mec (B) nociie aediota 3a00/1eBaHus.

Fié' 3. Brain MRI (DWI mode) of patient with CJD, presenting with
CBS, 10 (4) and 12 (B) months after disease onset.

(D > S), nosiBeHrne MO3:KEYKOBBIX HApYLIEHUH (IMHAMIYE-
CKasl U CTaTUKO-JIOKOMOTOpHast atakcusi). [Ipu ocMoTpe yepes
12 Mec mocne ne00Ta MOSBIIKCH IJIa30IBUTaTeIbHBIE Hapy-
nieHus (orpaHMYeHKe B30pa BHU3), JIEBUTALUS MIPaBOil PyKH,
CHHIPOM YyXOii PyKH CIIpaBa, TUCTOHMS 00eHX PYK U MIOKIIO-
Huu (D > S), raamourHanum; yCUIUIach BEIPaXKEHHOCTh KOT-
HUTUBHBIX M pEUCBBIX HAPYIICHUN (MYTHU3M).

Ha MPT ronosHoro mosra (puc. 3) BU3yaIM3MpyeTCs MOBbI-
IIeHNe UHTEHCUBHOCTH curHana B pexume IBU B cepom Be-
I1IECTBE KOPbI TOJIOBHOTO MO3Ta B MPOEKIIMU LIEHTPATbHBIX U3-
BUJIMH, BUCOYHBIX JI0JIEH, a TAKXKE B TOJIOBKAX XBOCTATHIX SIIEP.
YuuTbiBash KOMOMHAIIMIO KOPKOBBIX (arpakcusi, GeHOMEH vy-
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KIMHWYECKIAI PA3BOP

KO KOHEYHOCTM) M TIOOKOPKOBBIX HApYIICHUI (IMCTOHUS,
MUOKJIOHMH), COIIacCHO KputepusiMm M.J. Armstrong ¥ coaBT.
[1], MoxxHO mMarHOCTHPOBaTh y HaHHOM mareHTK KBC. On-
HaKO, YYMUTHIBAsI CKOPOCTh IPOrPECCUPOBAHMS 3a00JeBaHMS,
TUMHAYHYIO KITMHUYECKYIO KapTUHY (ObICTPOIPOTpeCcCUpyIoIas
TEMEHIIHSI, MO3XEUKOBBIN CHHAPOM, SKCTpalmMpaMHIHbIE Ha-
PYIICHUS, aKWHETUYECKUIA MyTH3M, TaJUTIOLMHALINK), @ TAKXe
tunraHble n3MeHeHns Ha MPT B pexume IBU u B3I (me-
proauyeckue TpexdasHble OCTPhIC BOJHBI), MALMEHTKE ObLI
YCTAHOBJIEH JAMArHo3 BeposiTHOW cropamuyeckoit bKA [15]
(AHK-muarHoctuka Ha Hanuyue MyTauuu B reHe PRNP nana
OTPUIIATEbHbIIA PE3YyNIbTaT).

Oo0cyxnenne

Jonroe BpeMsi HelipoiereHepaTHBHbIE 3a00J1€BaHUSI paccMa-
TPUBAINCH C TIO3UIMI aHAIM3a TUIMMYHBIX IS HUX KIMHU-
yeckux (¢eHoTurnoB. CornacHo 3TOMY MOAXOAY KJIMHUYECKUE
CJIy4ad C aMHECTUYECKOM JIEMEHIMEH CUNTATUCh CHHOHUMOM
BA, nobHo-moBeneHYeckuii cuHIpoM — cuHoHumoM JIB/I, a
KBC — cunonumom KBJI. OnHako 3a nocnennue 20 net, 61a-
romaps aKTUBHOMY MCCIEIOBAaHMIO OMOMAapKepoB, KIMHUKO-
MAaTOJOTMYECKUM M T€HETMYECKUM MCCISIOBaHUIM, HaHHAas
00J1aCTh HEBPOJIOTUU TIPeTepIiea 3HAUNTeIbHbIC N3MEHEHMS,
B pe3yJIbTaTe 4ero crajaa 0ojiee 04eBMAHA BhIpaKeHHas (heHO-
Tunuyeckas rereporeHHocth KBIl v pa3HooOpasue matosno-
TUii, COMYTCTBYIOMUX KnHnIeckomy nuaraosy KbC (puc. 4).
HeiiponereHepaTuBHble 3a00j1€BaHUsI — LiepeOpasbHble MpPo-
TEMHONATUM — PACCMATPUBAIOTCH CETOIHS B IIEPBYIO OYepeIh
C MO3ULIMIA MaTOMOP(OIOTUH.

B nannoit pabote Ha mpumepe cuampoMa KbC Mb1 iponeMoH-
CTPUPOBAJTY €TO 3HAYNTENILHYIO TeTePOreHHOCTh. B mocnemHnx
IBYX TPEOCTAaBICHHBIX CIyJasX Bepr(PHUKAIIMM IaTONOTHYe-
CKOTO IIpoliecca CIOCOOCTBOBANO HAIMUME B KIMHUYECKOM
KapTHHE CHEIU(PIIECKUX CUMIITOMOB B BUIE TTOBEICHUECKUX
pacctpoiicts nipu JIBI (1 pesynbrar mocienyromeit JHK-
JTHMATHOCTUKY) WA CTPEMUTEIFHOE Pa3BUTHE KOTHUTHBHBIX U
ncuxuaTprmIeckux cuMnToMoB npu BKSI. OmHako vaie Bcero
KBC sBnsgercsa kmnunueckoit Mmanudecranueir Kbl unm BA,
Ipu 3ToM X JuddepeHIrpoBaHNe Ha OCHOBAHWH TOJBKO
KJIMHUYECKOI KapTUHBI, KaK MPaBUIIO, HEBO3MOXHO [5].

Ha ocHoBaHum aHanm3a cepuu ciiydaeB IpeIIPUMHAMAINCDH
MOTBITKY BIAETUTD Oonee xapakTepHbie st KbC-bA knuHu-
yeckue xapakrepucTuku [5]. Tak, HampuMmep, OMUCaHO, YTO B
cnyyasx KBC-BA yaie BcTpeualoTcss MUOKIOHUY, allpakCcus
OJIEBAHUS, CHIDKEHUE MaMATH, Oojee HU3KUIA Oa Mo IIKane
MMSE, KopTHKanbHBI CEHCOPHBINA NEe(PUILNT, 3pUTEIHHO-
MPOCTPAHCTBEHHBIE TPYIHOCTH, HETJIEKT-CUHIPOM, OTCYT-
CTBME BbIPAXKEHHON PUTUIHOCTU B KOHeUHOCTSX [5]. I1pu aTom
HabmofaeTcss Oonee JIUMTENIbHOE TeYeHHE 3a00JieBaHUS 10
cpaBHeHuto ¢ KBJI [5]. XapakTepHo, 4TO MpU aHAU3e CTPYK-
typHoit MPT Hammx maimeHtoB ¢ muarHoszamu KBC-BA u
KBC-4R-Ttaynatus (puc. 1) He BbIsIBIEHO crielUbUKU — Y 060-
UX OIpEeAeNseTCs JHUIIb acCHMMETpUYHAs aTpohus TeMEHHOM
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CUHAPOMbI, accOLMNPOBaHHble
C KOpTMKOGa3anbHoli
AereHepaumeii
Syndromes associated
with corticobasal degeneration

KopTuko6a3anbHbiii CHHIPOM

3aboneBaHuA C BO3MOXHOMN
KNUHUKOIN KOPTNKO6a3anbHro
CUHApOMa
Diseases that can manifest with
corticobasal syndrome

KopTnkobasanbHblii CUHAPOM
Corticobasal syndrome

KopTrkob6asanbHas aereHepauus
Corticobasal degeneration

[MporpeccupytoLni
HagbALEePHbIN Napanny
Progressive supranuclear palsy

lMporpeccupytownin
HaAbAAEPHbIV Mapanuy
Progressive supranuclear palsy

JI06HO-BICOYHAA AeMEHLA

JIo6HbIi noBefeHYecKo- Frontotemporal dementia

MPOCTPAHCTBEHHbI CUHAPOM
Frontal behavioural-spatial
syndrome
BbonesHb Anburerimepa
Alzheimer's disease
lMepBuyHaa nporpeccupyoLas
adaswiA ¢ HapylueHnem bernocTu
peuu
Non-fluent variant of primary
progressive aphasia

BonesHb Kpeiitudenbara-Akoda
Creutzfeldt-Jakob disease

Puc. 4. @eHoTunnyecKas reTeporeHHOCTb CHHIPOMOB, ACCOMMHUPOBAH-
HBIX C KOPTHK00A3aJIbHOIi JereHepaiyeii, H 3a00/1eBaHHii, KOTOPbIe MO-
ryT ManugecTuposats (penorunom KBC.

Fig. 4. Phenotypic heterogeneity of syndromes associated with cortico-
basal degeneration, and the diseases that can manifest with the CBS phe-
notype.

obnactu (y manmenta ¢ KBC-4R-taynarueii arpodudeckuit
npoliecc 0ojiee pacpoCTPaHEHHBIN, ¢ BOBJIEYECHUEM JIOOHOI
00J1aCT1), TIPY 3TOM TMTIITOKAMITBI B 000MX CJTyJastx COXPaHHHI.
DT0 COOTBETCTBYET HaHHBIM JMTEePaTyphl: B ciydasx KbC-BA
OOBIYHO OMUCHIBAETCS JIaTepaTM30BaHHAS! BUCOYHO-TEMEHHas
arpodus, a 11 Kb/I xapakTepHO BOBJIEUEHUE 3aJHUX OTIETIOB
JIOOHBIX mo1eit [5]. OmHako DOCTOBEPHO pa3BeCTH ABa 3TUX CO-
CTOSTHMSI MOXHO TOJIbKO Ha OCHOBAaHWM aHAJM30B OMOMapKe-
pOB — ypoBHS OeTa-amuiaouga 1—42 u pochopuapoBaHHOTO
Tay-0ejika B LepeOpOCTTMHATBLHON XUIKOCTH, MPU 3TOM JaH-
HBII aHAJIN3 HE CIIOCOOEH BBHIABIIATH COYCTAHHEBIE (POPMBI I1a-
ToJoruu [5].

3akmoyenue

KBC mnpencrapisieT cob0il reTeporeHHbI KIMHUYECKUA CUH-
JIPOM, B OCHOBE KOTOPOTO MOXET Jie3KaTh OOMBIIOE KOJMYECTBO
MATOJIOTHIECKUX TporieccoB. OmnpeeneHie BeposiTHRIX MOpho-
JIOTMYECKMX U3MEHEHU I Ha OCHOBAaHUHU M30JMPOBAHHOM KIIMHU-
YeCKOil KapTUHBI, KaK IIPAaBIJIO, HEBO3MOXHO BBHY IIMPOKOTO
(denotunmmueckoro nepekpuiBaHusg KbC ¢ mpyrumu 3aboneBa-
Husmu, Takumu kak TTHIT, BA, JIBII, mpuoHHbIe 3a00/1eBaHMs
u 11p. C 1eJIbI0 YTOYHEHMST MATOJOTIIECKOTO TIpoIiecca TpeoyeT-
s aHaJIN3 OMOMapKepoB 3a00NIeBaHNs, TAKAX KaK JaHHEIC Heli-
poBmsyamm3anun, JTHK-BapuaHTH TeHOB puCKa, comep:KaHMe
Oeta-amuouna 1—42 u Tay-6aika B IMKBOPE U Jp.).
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