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Knunuyeckuit cnektp ¢ppoHTOTEMNOPaNbHOM Shecktor
AeMeHLUM: Wwn3oppeHonofo6HbIe CUMNTOMbI

U 60KoBOM aMMOTpPOUYECKHUIA CKepos

(ceMeitHoe HabnioaeHue)
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KasaHckuit rocynapcTBeHHbIN MeAULMHCKIIA YHUBepcuTeT, KasaHb, Poccus

AHHOTALIMA

®poHTOTEMMNOpaNbHas [EMEHUMS — reTeporeHHas NaToyiorus € PasfUYHbIMU KIIMHUYECKUMM, TUCTONIOTMYECKUMM U re-
HETMYECKUMM BapuaHTaMu. [loBeAeHYeCKWA BapuaHT (POHTOTEMMOPANbHOM AEMEHUMW B psALe CNydaeB NpeAcTaBAseT
AnddepeHUManbHO-AMarHoCTUYECKUE TPYLHOCTU NMPW pasrpaHUueHn C MEPBMYHBIMU MCUXMYECKUMM PacCTpOMCTBaMM.
B cratbe npuBen€eH cnyyan naumeHTa K., Ha HayanbHOM 3Tane 6one3Hu HaxogmeLuerocs nof, HabmnwogeHueM ¢ AMarHo3oM
«Lwm3odpermns». ConocTaBneHne NCUXoNaToNorMYeckuUX U NOBEAEHYECKUX CUMMTOMOB C HalMuMeM CEMEMHOr0 aHaMHe3a bo-
KOBOro aMMOTPOGMUECKOr0 CKIIepo3a NOCNYKWIO0 NOBOPOTHOW TOUKOM K MHOM MHTEPNPETaLMM NaTonorui, pacno3HaBaHuIo 1
NOATBEPKAEHMIO JOCTOBEPHOrO AMarH03a «MNOBEEHYECKMIA BapuaHT (pOHTOTEMMOPAbHON LEMEHLNN.
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Clinical spectrum of frontotemporal dementia:
schizophrenia-like symptoms and amyotrophic lateral
sclerosis (family case study)

Elena G. Mendelevich

Kazan State Medical University, Kazan, Russia

ABSTRACT

Frontotemporal dementia is a heterogeneous pathology with various clinical, histological, and genetic variants. The behavioral
variant of frontotemporal dementia (bvFTD) in some cases presents differential diagnostic difficulties when distinguishing from
primary mental disorders. The article provides an observation of patient K., who was observed at the initial stage of the disease
with a diagnosis of schizophrenia. The comparison of psychopathological and behavioral symptoms with the presence of a
family history of amyotrophic lateral sclerosis (ALS) served as a turning point to a different interpretation of the pathology and
recognition and confirmation of the “definite diagnosis” — bvFTD.
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DpoHTOTEMIIOPAJIb JeMECHIUMAHEH KIMHUK
CHEeKTPbI: IIU30PPEHUK cCUMITOMHAP hoMm sIH-AIK
AMHUOTPOPUK CKJIEPO3 (ranId Ky3dTYe)

E. I'. MeuneneBuu

Kazan poynor meauuuna yHuBepcutetsl, Kazan, Pocoit

AHHoOTANUA

®poHTOTEMIIOpATH JAEMEHIMS — ToOpjie KIWHUK, TUCTOJOTHK hoM IeHeTHMK BapHaHTIapbl OyiTaH TeTepo-
red naronorus. Kaiibep oupakra (hpoHTOTEMIOpANb IEMEHIMSHEH TOPTUIT BapHaHThIH hom OepeHdven micu-
XHMK TaWIBUIBIIUIAPHEL aepbill Kapayna auddepeHnranb-TuarioCTUK KbISHIBIKIAp KUIIEN 4Ybira. MoKamomo
aBBIPYHBIH OalUIaHThIY 3Ta0BIHIA «HIM30(MPEHUSININATHO3BI OCNoH KY39Ty acThiHAa Oynran marueHt K.
ouparsl kuTepend. [lcuxonaTonoruk hoM ToOpPTHII CHMIITOMHAPBIH SH-SIK aMUOTPO(MK CKJICPO3HBIH Tauiio
aHaMHEe3bI O€JIOH YarbIITHIPY MATOJOTHUSHEH Oalika WHTEPIPETAITUsICEeHd, (PPOHTOTEMIIOPATh ACMEHITUSIHEH
TOPTUI BapUAHTHIH TaHyTa hoM BITITAHBIWIBI TUATHO3BIH paciayra OOPBUTBIIT HOKTACKI OYIIBIT X€3MAT UTI.

Ten cy3.19p: GpOHTOTEMITOpATH AEMEHIIHS;, STH-IK aMHOTPODHK CKIIEPO3; MIH30()PEHHUS; ICHXOATOIOTHS.
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(®poHToTeMnopanbHas aemMeHums (OTL) — oaHa U3 Hau-
bonee pacmpocTpaHEHHbIX MPUYMH PaHHEN AEMEHLMN COo
CPEAHUM BO3pacToM MaHU(ecTauuu CUMNTOMOB B BO3pacTe
45-60 ner. Mpenctaenenuns o natoreHese OT[ u e KNMHMYe-
CKOM CMEKTPE COBEPLUMM 3HAYUTENBHYH HAYYHYIO 3BOHOLMIO
oT boneshn MMKa A0 pasnMuHbIX BapuaHTOB (POHTOTEMIO-
pasibHOW [0NEBO JereHepauuu, BKIoYatoLeli bonee aBag-
LiaTV 3aboneBaHuit.

06obwatowan Yepta «ceMeiicTBa (pOHTOTEMMOPAsbHOM
LONEBON [ereHepaunu» — HelpoHanbHOe MOBPEXAEHUE
KOpbl W aTpodus NpenMyLLLeCTBEHHO NI06HON U BUCOYHOIM 06-
nactei rofioBHoro Mosra. OTnnumTenbHbIe 0COBEHHOCTU 3TUX
LereHepauuin onpefensioTcsl rMCTonaTonorMyeckUMm AaH-
HbIMKA C OT/IOXEHWEM Pa3NUYHbIX BapWUaHTOB aHOMaSlbHbIX
benKoB, Takux Kak Tau, TDP-43, FET (FUS, EWS) n opyrux,
MPEUMYLLECTBEHHO B NEPELHUX OTAEeNaxX rofoBHOro Mo3ra [1].

Bctpevatotca ceMeliHble M cropaguyeckue  opMbl
OT[, npu 3tom 30-50% cnyyaeB 6biBakT ceMeiiHbiMK [2],
a 40-70% MoxHO KnaccuduuMpoBaTb Kak cnopaguye-
ckue [3, 4]. TeHeTuyeckne aHoManuu NOATBEPMAANTCA Y
30-40% nauueHToB ¢ ceMelHbIM aHamHe3oM OT[l u B 80%
06BACHAITCA MyTaLmeli B TPEX 0CHOBHbIX reHax — C9orf72,
MAPT (tay) unu nporpaHynnumHa (GRN) [5, 6].

K HacTosieMy MOMEHTY pacnpoCTPaHEHHOCTb Hacnes-
CTBEHHBIX M cropaguyeckux GopM OCTaETCA HesICHOM. J3To
CBAI3aHO, B TOM YMCJIE, U C LUIMPOKMM CMEKTPOM KITMHUYECKUX
nposeneHuit OT[, KoTopble MOryT TPAKTOBATLCA KaK MCUXM-
YECKWEe WM HEBPONOTUYECKUE NATONOMUU.

[eHeTUYeCKMe WCCNefoBaHUs SBASIOTCA COBPEMEHHOM
0651acTblo, 3HAUUTENBHO PaCLUMPUBLLEN MPEACTABNEHUS O
cnektpe OT]L, Ho, B TO e BpeMs, ONpeAeMBLLE MHOMO3HaY-
HOCTb laHHOW Npob/eMsbl. B nocnegHve roasl uccnegosatenu
06HapyXuUnu N3MEHEHUS TaKKE M B PYruX reHax, KoTopble
NPUBOAAT K PEAKUM CEMENHBIM TUMaM JIOOHO-BUCOYHBIX pac-
CTPOICTB, NPEANONOXKUTENBHO COCTaBASAS B LENOM He bonee
5%. bonblumHcTBO cnopapmnyeckux cnyyaeB @T[ He umetoT
M3BECTHOIO FEHETUYECKOrO BapuaHTa.

OQHMM M3 3HAUMMBIX BOMPOCOB OCTAETCA BOMPOC O TOM,
B KaKOM Mepe reHeTMYECKWUe aHOMauu ONpeaensioT KIMHK-
YeCcKyto KapTuHy 3aboneBaHus. M3BecTHo, YTo y psaga Henpo-
LereHepaTvBHbIX 3ab0NneBaHUN eCTb CXOACTBO KIIMHUYECKUX
M MOJEKYNAPHBIX XapaKTepucTuK. C 0fHOW CTOPOHBI, nepe-
KpbIBalOLLMECS reHeTUYeCKue (aKTopbl MOryT Mpeanonaratb
pa3BUTME PasNMYHbIX TUNOB AeMeHuuiA. C apyroi, ofHa v Ta
e reHeTMYecKas MyTauus MOXKET onpefensTb pasiuyHble
KNMHMYeckue deHotunbl [7].

B uactHocTi, reH MAPT (TAY) yuacTByeT B pasButuu He
Tonbko OT[L, HO M TakuMX BWMAOB HeMpogereHepaTUBHONM Ma-
Tonoruu, Kak bonesHb AnbureiiMepa, 6onesHb [TapKMHCOHa,
bokoBsoit amuotpodmyeckuit cknepos (BAC) [7, 8]. Ten npo-
rpaHynuHa (GRN) taroke, nomumo @T[, urpaet ponb npu 6o-
nesuu AnbureiiMepa, 6onesHu MNapKUHCOHa, NapKUHCOHKU3ME,
BAC [9, 10]. W, HakoHeu, aHomManum reHa C9orf72 sensiotcs
¢aktopamu passutus OT[, BAC, bonesHn AnbureiMepa
n napkuHcoHuaMma [11]. lMoaTBepaeHNEM reHeTUUYECKOi

Vol. 56 (1) 2024

DOl https://doiorg/1017816/nb625675

Neurology Bulletin

NIenoTponuu Npu HelipopereHepaTUBHbIX 3aboneBaHUsX
CIyXuT TOT daKT, yto y 50% naumentos ¢ OT[] HabnopatoTcs
PELKMEe MUCCEHC-MYTaLMM FEHOB, paHEe accoLMMPOBaHHbIE C
bonesHblo AnbureiMepa, bonesHbio MapkuHcoHa, BAC, pe-
MeHUmei ¢ Tenbuamm Jlesm [5].

Takum 06pa3oM, Ha OCHOBAHWUM KITMHUYECKWX MPOSBEHNI
CNOKHO NpefAcKasaTb FeHeTUYECKYH OCHOBY 3aboneBaHus,
4TO CBSA3aHO C BbICOKOW CTEMEHbIO NEPEKPLITUS HEBPOSIOrUYE-
ckux deHotnnos [1]. Knuhnko-reHeTnyeckuin aHanus 509 na-
uveHToB ¢ OT He 0bHapYKMN 3HAUMMOI KOppPenALMKN Mexay
KIMHUYECKMMM AMArHo3aMm 1 NaTtoNormyeckMMm reHamu, 4to
Mo3BOIUNO NOATBEPAUTb Pe3ynbTaThl MPEXHUX UCCNenoBa-
HWIA 1 Pe3loMUPOBaTL NPaBMNO «tobon reH — nobas Km-
Huyeckas nogrpynna OT[» [5]. B 1o e Bpems cywiecTyet
ycToitumBas accoumauua deHotuna OT/BAC ¢ reHeTUYECKO
aHoManuei C9orf72.

OT[l — reTeporeHHbI CUHAPOM, 0DBLEAMHAIOWMIA TpK
KNIMHWMYeckue ¢opMbl: noBeaeHYecKuiA BapuaHT (nos®TL),
WM «ppoHTanbHbIN» BapuaHT OT[, n nBe hopMbl nepeuy-
HOW nporpeccupylolleit adasuu, BKIIOYAKLLME BapuaHT
«Hebernoii peun» («arpaMMaTMYeCKMit») U CEMaHTUYECKMUI
(«BucoyHbIi» TMM) [12]. KpoMe Toro, B KNIMHWYECKOI KapTuHe
OT[] BO3MOXHbI iBUraTesibHble HapyLLEHWs B BUAE CUHLPOMA
NapKMHCOHM3Ma (MPOrpeccupyIoLLMiA cynpaHyKeapHbIA na-
panuy, KopTuKo-6a3sanbHas AereHepauus), a Takxe bonesHb
ApuratenibHoro HevipoHa-bAC [13]

MoB®TL — Haubosnee pacnpoCTPaHEHHLIN KAWMHMYe-
CKWA MOATWN, COCTaBNALLMA NpuMepHo 50% ceMeiHbIX
69% cnopapuueckux cnyyaes OT[L [14]. XapakTepHoii yepToit
noB®T/], GbiBaloT NporpeccupyloLLiMe U3MEHEHWUS IMYHOCTY U
MOBEAEHUSA Ha PaHHUX CTagusax 3aboneBaHus. B 3Toii cBAsu
AunarHo3 no®T[] HepeaKo CTAHOBUTCA NPEAMETOM AUCKYCCUI
M MOXET NPUBOAMTL K AMArHOCTUYEeCKUM olumbkaMm. Okono
50% nauuenTos ¢ noB®T[], nonyyatoT NpeaBapUTENbHbINA Ncy-
XMaTpUYECKMIn AMarHo3, a NpaBWbHbINA JUarHo3 ycTaHaBu-
BaIOT TONIbKO Yepe3 5—6 NeT oT MOMeHTa NOSBEHUs nep-
BUYHBIX CMMNTOMOB. HepepkuM siBnsieTca u obpaTtHoe, Koraa
MauMeHTaM C NepBUYHBIMUA MCUXMYECKUMM PacCTpOACTBaMM
owwnboyHo auarHoctupyioT noB®T[ [15]. Lunpokuii cnektp
ncuxuyeckux npossnelnin OT[, Hanuume nepeKpbIBalOLLMXCA
CUMMNTOMOB C PSO0M MEPBUYHBIX BUAOB NCUXMYECKON NaTono-
rum [16] cTaHOBATCA NPUYMHONA NIOXKHOW AUArHOCTUKM buno-
NAPHOro PaccTpoMCTBa, AENpeccuu, WM3ohpeHun U apyrux
ncuxo3os [17, 18].

Haubonee pacnpocTpaHEHHbIE Ncuxuyeckne GeHoMeHbI
noB®T[, onpeaenstotcs GoOKycoM MopaeHus nobHo-BUCOY-
HOr0 PernoHa, YTo NpoSBAAETCH KMHUYECKUMU CUMMTOMaMK
PaccTPOICTB BHUMAHMS, 3MNATUM, MEJIIMYHOCTHBIX OTHOLLE-
HWW, coLManbHOro noBefeHus, anatuu. [laHHble CUMNTOMbI
Henb3sA Ha3BaTb CMEUM(UYHBIMU, U XOPOLUO WU3BECTEH WX
K/IMHWYECKMIA NEPEKPECT C MPOSIBNEHUAMM LIM30(PEHUM.
InddepeHumaums wmsodppernn n nos®T[L uMeeT orpoMHoe
3HayeHue B Bblbope TepaneBTUYECKOW CTpaTeruu W orpege-
NIeHWM MPOTHO3a B CBA3W C MOTEHLMANbHON U3NIEYUMOCTbH
NepBUYHOTO NCUXMYECKOr0 PacCTpOCTBa.




KJIHAHECKME CITYHAN

B npeacTaBieHHOM KJIMHU4YECKOM HabnioaeHMM onucaHa
«TPpaAUUNOHHaA» OUarHoCtnyecKaa punemMma, Halleallad
COBPEMEHHYI0 NreHETUYECKYH0 TPAKTOBKY B paMKax CEMENHOI0
dHaMHe3a.

KJIMHUYECKUI CITYYAH

lMayuesm K. 56 nem. MpodeccroHanbHbIi NON-My3bIKaHT,
B nocnegHee BpeMs noapabatbiBaBLLUMI TaKcUCTOM. B Teve-
Hue 8—10 Mec 0 0bpalLeHMa 33 MEAWLIMHCKO NOMOLLbIO HU-
rae He paboran. B pasBoge, uMmeet Tpéx aeTen. [poxwsaet
OOMH.

AHamHe3. V3MeHeHWe NpUBLIYHOMO NOBEAEHUSA NaLMEHTa
BriepBble 3aMeyeHo bnm3kumm BecHoi 2021 . nocne TAXKENOI
dopmbl COVID-19, npotekaBLueit ¢ hebpunbHOM NMXopaaKoi
W ranilouMHATOPHBIM CUHAPOMOM M MOHayany TpaKToBa-
nocb Kak nocnepcteus uHbekumn. OgHaKo «CTpaHHoe no-
BeleHWe» NOCTENeHHO NPOrpeccupoBaso, B CBA3M C YEM B
asrycte 2022 r. oTew, nauMeHTa UHULMMPOBaN obpalleHune K
ncuxuarpy.

OTMeyanuch crepytolme U3MeHeHUst B MOBEAEHMM: Na-
LMEHT CTan 3aMKHYTbIM, MepecTan BbIXOAUTb M3 [0Ma, CTan
YKNOHATbCA OT BCTPEY CO 3HAKOMbBIMM, MUHUMWU3MPOBAN
obLLeHre ¢ poACTBEHHUKAMM, LieNbIMU LHAMW NPOBOAWA Y
TeNeBu3opa, rotoBun cebe ofHy M Ty 3Ke MULLy (MaKapoHbl 1
COCMCKM), MPOSBNAN Mano WHULMATMBbI B MOMCKE YTPaYeH-
Hoi pabotbl. HacTpoeHue Kas3anocb CHUXEHHBIM, BbIMAAEN
nofAaBneHHbIM. bbina aMouuoHanbHas oTCTpaHEHHOCTb, be3-
y4acTHocTb. Hapsily ¢ 3TUM BO3HMKanW 3nWU304bl CHUXEHUS
MaMATU — NePUOANYECKU «MYTaNCA» B UMEHaX CBOMX [EeTel,
«BApPYr 3abbla1 0 HANUYMKM Y HErO I04EPU», HE MOT BCIOMHUTb
Kakue-To reorpaduyeckue HaseaHus. OfHaKo B LeNOM, Mo
MHEHWI0 POLICTBEHHMKOB, MaMATb U UHTENNEKTYasnbHble QYHK-
UMM He Bbinu HapywweHbl. aumeHT npogonkan nogpabarbl-
BaTb TaKCWUCTOM, XOPOLUO OPUEHTMPOBAJICS Ha MECTHOCTH,
obcnyxmBan cebs.

Jletom 2022 r. nauMeHT HEOAHOKPATHO AEMOHCTPUPOBAN
«Henenble BbiCKa3blBaHWA U AencTBus». K npuMepy, Kak-
TO MOLEN Ha AKOObI HasHaueHHoe CBMAAHWE C [EeBYLUKOA
B pecTopaH, HO, KaK OKa3anocb BMOCNELCTBUW, HUKAKOTO
CBMAAHUA He npeanonaranock. [locne HanpacHoro oXupa-
HWA «[LEBYLUKW» OFOPYEHWSA WM HE[OYMEHUSA He BbiCKa3arl.
B apyroi pa3 oTkasancs oT nepeesna Ha HOBOE MECTO M-
TenbCTBa b6/M3Ke K OTLY MOTUBMPYS 3TO 0XMAAHWEM B rocTh
Mo6MMOVA EHLLMHBI — «CONMUCTKU M3 rpynnbl «ABBA» ¢
KOTOPOA, N0 CNIOBaM MaLMEHTa, OH «EXeAHEBHO pa3roBapy-
BaeT N0 MeCCeHAXEpY Ha PYCCKOM fisbike». [lepuopmnyecku
NPOMCXOAWM U ApYriie HenenocTu B MOBELEHMM, B 4acT-
HOCTV 3nM304bl 06LeHMsa ¢ doTorpadueit XKeHLMHbI KaK C
peasibHbIM YesI0BEKOM.

Bbin nBam/bl KOHCYNbTMPOBAH MCUXUATPOM JiETOM-0Ce-
Hbto 2022 r., No pe3ynbTaTaM KOHCYNbTaLumW bbifl BbICTaBNEH
AvarHo3 «lLUusodpenns ¢ npeuMyLLecTBEHHO HeraTUBHOIA
CMMMTOMAaTUKOM», Ha3HaYeHbl HelponenTUyecKkue npenapa-
Tbl, KoTOpble 6onbHOI He npuHuMan. Ocenbto 2022 r. nauueHT
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OCMOTPEH HEBPOJIOrOM, NaToNioruu He BbIABNIEHO, AOMOSHU-
TenbHble 06CeoBaHNs He Ha3HayeHbl, PEKOMEHOBAHO Npo-
LOMKEHME NEYeHUs Y NcuxmaTpa.

B snBape 2023 r. bbiBLUas KeHa M [eTW NauuMeHTa OT-
METWIM paHee He CBOMCTBEHHOE MALMEHTY NoBefeHue npu
BOXJEHUM MaLLMHbI: BEN cebs UMNYNbCUBHO, MPA3HO pyras-
csi. MNpu BcTpeye ¢ AeTbMM NOC/E JONTON Pa3nyKyU NpOSBAS
«OTCTPAHEHHOCTb», 06Lanca ¢ HUMKU HOpPMarbHO U 04YeHb KO-
POTKO — «BbICTPO noen, u 6e3 06BACHEHNS YLWEN B APYryi0
KoMHaTy». Co c/1oB BbIBLUEN JeEHbI NaUMEHTa, OH U paHee Bbin
«He C/MLLKOM 0BLMTENbHBIM U Pa3roBOPUMBLIMY, B CBA3U C
YeM OHa He Npugana 3ToMy 3HaueHus.

HecMoTps Ha HEKOTOpYH OTPELLEHHOCTb OT BHELLIHUX CO-
ObITWI, NaLMEHT CMOT CAMOCTOSATENBHO NPUIETETH K POAHBIM
Ha CaMONETe, XOpOLUO OPWUEHTUPOBAJICA B YYXOM rOpofe,
nepefBuranca Ha pasnuuHbIX BUAax TpaHcnopta. Bnocnen-
CTBWM OKa3a/oCb, YTO MPUMEPHO 33 2 rofa [0 «MepBbiX»
CMMNTOMOB 3ab0NeBaHMA NaLUMeHT CTan NOCTENEHHO «Mpo-
[aBaTb/3aKNafblBaTb» CBOE UMYLLECTBO, OpaTb KpeauTbl B
OaHKax Ha GofbluMe CyMMbl, «CBA3aANCA» C «MOLUEHHWKA-
MU — BUpIKeBOW KOMNaHWel B MHTepHeTe». CaM naumeHT
OTHOCWIICS K 3TOMY HEKPUTUYHO, CYMTasi, YTo AEHbrU emy
0653aTeNlbHO BEPHYT, pa3fpaasca B OTBET Ha YBELLEBaHMS
POACTBEHHUKOB.

CemeliHbil aHamHe3. Tlo cTeyeHuto 0bCcTOATENbCTB MaTb
donbHoro Haxogunacb B 1986—1987 rr. Ha obcnesoBaHUm
B TOW e KIMHWKe, B KOTOpoi 6bin 0bciefoBaH naumeHT,
rae ed Obln BbICTaBNEH AMArHo3 LUENHO-TPYLHOW (OopMbl
BAC c passutneM rpyboro 6ynbbapHo-nceBgobynsbapHoro
cuMHApoMa. B Teuenue AByx nmocnegylowwmx neT HacTynu-
na eé cMepTb B Bo3pacTe 47 net. Ha pa3BepHyToii cTagmm
BAC, BO3MOXHO, MMENI0 MeCTO KOTHWUTMBHOE CHUXEHUE U
«HeaJleKBaTHO MOBbLILLEHHOE HACTPOEHUE», KOTOPOe TPYLHO
Obino TouHee KBanuMdULMPOBaTb M3-3a rpybbIX NPOABMEHMIA
bynbbapHo-nceBnobynLOapHOro CMHAPOMA W PeyeBbIX TPYL-
HocTel. [To aHaMHEeCTMYECKUM CBEAEHNAM 3aboneBaHNeM Co
cxoxkeid ¢ BAC KnMHMuecKon KapTUHOWM cTpajanu TETA U feq,
nauu1eHTa no JIMHAW MaTepu.

JlaHHble 0bsekmusHo20 obcedosarus. ¥anobbl akTUB-
HO He BbICKa3bIBAET, 0TMEYAET NULLb «BO3MOXKHO HebonbLLoe
CHWXeHMe NamsaTW». OeT onpATHO M afeKBaTHO CUTyaLUM.
B pa3roBope aKTMBHO He y4acTBYET, peyb MOHOTOHHaS, He-
aMoumoHanbHas. 0TBeYaeT Ha BOMpoCkl Mo CYLLECTBY, HO Kpa-
TKO. Peub nocTpoeHa rpamMmaTtuyecku npaBunbHo. He non-
HOCTbKO MOHUMAET NPUHAAMEIKHOCTb CIIOB K OMpefe/EHHOi
CEMaHTUYECKOI KaTeropuu, He MOXET ONpefenuTb Kapau-
HanbHbIe MPU3HAKK CXOACTBA U PasNinumMs MEKY NOHATUAMM
(HanpuMep, MeXAay «NTULEN M caMonEToM»). EcTb Hebonb-
LLIOE CHUXKEHWE TeMNa M CKOPOCTM peyn. AnaTuyeH, NaccuBeH.

MaTonorun YepenHbIx HepPBOB He BbiABMEH0. CUMNTOMOB
opanbHoro aeBToMaTuaMma HeT. Cuna B KOHEYHOCTAX COXpaH-
Ha. He 0bHapy»eHo U3MeHeHWs TOHYCa MbILLL U peneKcos.
Atpodmin n dacumkynnaumin Mblwy Het. lno/bpapuKuHe-
3UM He BbISBNEHO. B KoopamHaTtopHbIx npobax natonoruu
HeT. OTMeYeHO YacToe CTEPeOTUNHOE NOTUpaHWUe NafOoHeN.
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Puc. 1. MarHuTHo-pe3oHaHCcHas ToMorpadysi rofioBHOI0 Mo3ra B CaruTTabHOI NA0CKOCTH (a) U akcuanbHoii nnockoctu (b):
MPM3HaKM BbIpaXKeHHOM aTpodmm (MpenMyLLECTBEHHO-0BHOM U BUCOYHOIA).
Fig. 1. Magnetic resonance imaging of the brain in the sagittal plane (a) and axial plane (b): signs of marked atrophy (predominantly

frontal and temporal).

Busyanuaupytotcs SBNeHUst BTOPUYHOTO MOBPEXAEHUS KOXM
(noKkpacHeHme, cyxocTb, TpelumHbl). [poBeaéHHOE KpaTKoe
Heliporicuxonoruyeckoe McciefoBaHue BbISBUNO CHUXEHME
no Tecty MoCA (ot aHrn. Montreal Cognitive Assessment —
MoHpeanbCcKast WKana KOrHUTMBHOM oLeHkn) — 19 bannos,
FAB (ot aHrn. Frontal Assessment Battery — koMnnexc Te-
CTOB AJ151 OLLEHKM NOBHOM aucdyHKummn) — 9 bannos.

MarHuTHo-pe3oHaHcHas ToMorpadusa (MPT) ronosHoro
Mo3ra (puc. 1): NpU3HaKy BbIpaXKeHHON aTpoduu roNoBHO-
ro Mo3ra, NpeuMyLLEeCTBEHHO SI0BHOI 1 BUCOYHOM obnacTei.
JneKTpoHelipoMuorpadus MbllL, BEPXHWUX KOHEYHOCTEN:
NPOBOAALLAA (BYHKLMA MOTOPHBIX U CEHCOPHBIX BOJIOKOH He-
PBOB pYK He HapyLueHa. o pe3ynbTaTam uronbyaTon M1orpa-
(MM — NpU3HaAKOB TEKYLLIErO LeHEPBALIMOHHOIO NOPaXeHMs
B pyKax W Horax HeT. [p1 TeCcTMpPOBaHWM MbILLEYHOM CUbl —
MPU3HAKOB MbILLEYHOW CabocTu HeT. TecTbl Ha CKPbITYIO Cna-
60CcTb — oTpULaTeNbHbIE. 3aKIOYEHNE: JaHHbIX 3@ HalU4Me
BonesHn aBuraTenbHOr0 HeMpoHa Her.

[eHeTUYeCKoe MCCneoBaHKe: B pe3ynbTaTe aHanu3a fe-
30KcHpnboHyKnenHoBow Kucnotsl (IHK) B ogHoM 13 xpoMo-
COM BbISIBNIEHO YBeNM4eHHoe yncno Konuit GGGGCC-noBTopa,
noKanusoBaHHoro B reHe C9orf72, oTBeTCTBEHHOMO 3a pas-
ButMe BAC u/wnu OT[,

Juaazros: «[locToBepHas nobHo-BUCOYHAsA AereHepaums,
accouumpoBaHHas ¢ MyTaument B reHe C9orf72 (npeumyiue-
CTBEHHO MOBEJEHYECKMi BapuaHT, B MeHbLLIeH Nporpeccupy-
fowas adasus)».

OBCYXOEHWUE

B nopasnsiolem bonblunHCTBe Cyyaes, npeobnafaque
B KJIMHWYECKOI KapTuHe 3abo1eBaHNA NCUXUYECKUX U NOBe-
AEHYECKNX PacCTPOMCTB MPU OTCYTCTBUM ABHbIX HEBPOOMU-
YECKWUX M3MEHEHWN CKOHSET B NONb3Y AMarHo3a nepBuYHON

DOl https://doiorg/1017816/nb625675

MCUXWUATPUYECKON MATONOMMK, YTO M MPOU3OLLNIO C MauMeH-
ToM K. Ha npoTsikeHun AnuTenbHOro BpeMeHW nauueHTa
paccMaTpuBanu Kak 60nbHOrO LUM30(MpeHNUen, U TaKTUKa
Tepanuu bbina HanpaBneHa Ha KynupoBaHWe HeraTMBHOM
MCUXONaTeNorMYecKon CUMNTOMATUKN. [laHHbIN AuarHo3 bbin
060CHOBaH HeNenocTAMKU NOBELEHNS, U3MEHEHNAMM IUYHO-
CTW, anaTueil U «3MOLMOHaNbHBIM orpybeHnem». Bonpoc o
HeobxoAMMOCTH NepecMoTpa AMarHo3a, UHoi MHTeprpeTauum
MCUXONaToNOrMM M Ha3HAYeHUs JOMOSHUTENBHBLIX UCCNefo-
BaHWW BO3HMK No3gHee W 6bin 0bycnoeneH obHapyxeHueM
ceMeiiHoro aHamHe3a BAC. MeHHo 3To nocnyxmno nogo-
POTHO TOYKOI B AMArHOCTUHECKOM MpoLiecce.

AHanu3 KNMHUYECKUX [aHHBIX NO3BONSET NPELNONOXKUTD,
4To CMMNTOMBI BOMIE3HU NOABUANUCD Y MaLMeHTa bosee YeM 3a
3-4 ropa po obpalueHus K BpayaMm. lepBble NpuUsHaky no-
BELEHYECKMX PacCTpOMACTB MposBuMCh B ToM, uto K. ctan
BECTU CeDA KpaliHe NErKOMbIC/IEHHO — COBEPLUMIT PUCKOBAH-
Hble QUHAHCOBbIE omnepauuy Ha bonbluyio cymmy. [pu 3ToM
OH IBHO HEKPUTWUYHO OTHOCWACA K 3TOMY U B AaNbHeNLIeM
TaKKe He MPU3HaN cobCTBEHHYIO OLIMOKY. 3HauMTeNbHas 3K-
3auepbaums KIIMHUYECKWX NPOSIBNEHMIA NPOM30LLNA Ha hoHe
COVID-19, Korpa nosiBUIKCL SIBHbIE MPU3HAKY, XapaKTepHble
ONs TeKyLLero feMeHTupylowero npouecca. KnuHuueckui
AebioT 3aboneBaHNA xapaKTepu30Bancs OTYETIMBBLIMU NCH-
XOMaToNor4eckUMK NPOSIBNEHUSMU C MPEUMYLLLECTBEHHO
HeraTMBHbIMM CUMMTOMaMM (couManbHas U 3MOLMOHANbHan
usonaums, anatus, abynus), a Takxe 6pefoBbIMU W ranio-
LMHATOPHBIMX 3MU304aMH.

HeraTuBHbIe NCMXONATONOMMYECKWE CUMNTOMBI, NPEBaU-
poBaBLUME B KapTuHe 3aboneBaHWs NaLMeHTa, YacTo CTaHo-
BATCS [AMArHOCTUYECKW HEOAHO3HAYHBIMU U NPUBOASAT K He-
obxoauMocTh anddepeHumMpoBaThb LWn3odpeHunio 1 nosdTL,
Y yact naumenToB ¢ @T[] ncuxoTuuecKue/noBeaeHYecKue




KJIHAHECKME CITYHAN

CMMMNTOMBI NPOSBNIAKTCA [0 Hayana CHUMEHWUS KOTHUTUBHBIX
(YHKUMIA. 3TO HepeaKo NPMBOAMT K OTCPOYEHHOCTM NpoLecca
WCTUHHON AMAarHOCTUKM M HeafleKBaTHOMY Ha3Ha4YeHWIo aH-
TUNCKUXOTUYECKUX NpenapaTtoB. Cpeau NpeauKTopoB NCUXOTH-
YECKWUX CUMNTOMOB B HECKOJTbKUX MUCCeA0BaHMAX coobLuatoT
0 ponu bonbLUero BOBMEYEHUS OMNpeaenEHHbIX aHaToMUYe-
CKMX 0bnacTeld, TakMx Kak npaBas IObHo-BMCcoYHas aons [18].

CnekTp KiaMHUYeckux cumntomoB npu nos®T/l, nomumo
HeraTMBHbIX, BKJIIOYaeT arpeccuBHoe MoBefeHue, paspapa-
JKUTENIbHOCTb, PAaCTOPMOKEHHOCTb, PEXEe — YTpaTy HaBbIKOB
MEXUIMYHOCTHOIO 06LLIEHNSA, COLMANBHO HEMpUEMNIEMbIE AEeii-
cTBus. bpen, rannioumHatopHoe noBefeHNe W NOLO3pUTENb-
HOCTb CYMTAKOTCS 3HAYUTENbHO Oonee pesKUMM BapuaHTaMu
W NPUCYTCTBYHOT NINLLIb Y NsiToi YacTh naumenTos [19, 20]. Ectb
LaHHble 0 IMHAMUKE MCUXMYECKWX CUMMTOMOB NpU Nporpec-
CMpoBaHuUW 3aboneBaHms, Korna NposBeHNs PacTOPMOKEH-
HOCTU U KOMMY/NbCUBHOIO MOBELEHUS PefyLMpyHoTCs, a ana-
TUA HApacTaeT, 4To CBSA3aHO C MPOAOKEHHON AereHepaLveri
MeAmnanbHoi NobHom Kopel [21].

TpyaHocTu pasrpaHuyenus nos®T[ u wnsodpeHnm, oco-
DeHHO Npu pa3BUTMM HelpofereHepaTMBHOMO MNpoLecca B
bonee MonogoM Bo3pacte, ycyrybnsTca TeM, YTO HU OOWH
KOTHUTUBHBIN TecT YETKO He otnmdaeT noB®T[ ot nepeuy-
HbIX Ncuxuyeckux pacctpoicts [22]. ConocTaenexue Aua-
THOCTUYECKUX KPUTEPUEB 3TUX 3a00/1eBaHMIN NOKA3bIBAET, YTO
41% naumeHTOoB C WM30¢hpeHMei COOTBETCTBOBANN KPUTEPU-
AM Knaccudmkatopa ans nos®@T, [23].

Mo 370l NpUYMHE MEXKAYHAPOAHBIM HelponcuxuaTpuye-
CKuM KoHcopumymoM (NIC-FTD) npeanoeHbl cornacoBaHHble
PeKOMEHAALMM M0 OLIEHKE B3POC/TbIX C BIiepBble BO3HUKLUMMM
NoBeJEHYECKUMU U3MEHEHUAIMU B CPEHEM U NMOXWUIOM BO3-
pacTe, KoTopble MoryT ObiTb oTpaxeHueM noBdT. Paspabo-
TaH CMMCOK KOHTPOJIbHBIX BOMPOCOB B AuarHocTuke nos®T[
MPOTUB MEPBUYHOIO MCUXMYECKOTO PacCTPOMCTBA, a TaKxke
peKoMeHJaumu no cbopy aHaMHe3a, KIIMHWYECKUM TecTaM,
HEeMpoNCUXoNoruyeckuM u usmndeckum obcnefoBaHUAM,
TECTaM COLManbHOro MO3HaHUs, HelipoBuU3yanu3auuu, aHa-
JU3aM KPOBU U CTIMHHOMO3rOBOM UAKOCTH, FeHETUYECKOMY
TECTUPOBaHUIO [24].

BaxHbIM1 nyHKTaMu auddepeHumaLmm SBnsioTcs cregy-
foLLMe no3uumm, xapakTtepHble ang nos®T[;: nporpeccupoBa-
Hue B TeyeHue 1-2 neT, natonorua no AaHHbIM MPT u/unu
MO3WUTPOHHO-3MUCCUOHHOW TOMorpaduu rofoBHOMO MO3ra,
CHUXEHWE COLMANbHOM0 MHTENNEKTa (pacno3HaBaHWs 3Mo-
LKA, «Teopus pasyMar/«NOHUMaHUe YYXOoro CO3HaHUA», Mo-
pasibHbIe PacCYXAEHWS U IMMaTUSA), HalMuMe reHeTUYECKO
MyTaumn (reH C9orf72), Hanuume HoBbIX BUOMapképoB —
NETKOW Lienn HenMpo@unaMeHTOB B CbIBOPOTKE KPOBM WM
CMUHHOMO3rOBOM XUAKOCTU [24].

CoBpeMeHHble MexayHapoaHble kputepum nosOT[, npea-
nojaralT AMarHo3 BO3MOXKHOW, BEPOSTHOM U [JOCTOBEPHOIA
nos®T/ [25]. narHo3 Bo3moxHoi noB®T[, TpebyeT Hanu-
uns TPEX M3 LIECTU KPUTEPUEB: PaCTOPMOKEHHOCTb, anaTus
WM WHEpPTHOCTb, MOTEPS CMMNATUM MM 3MNaTuK, nepce-
BepaLuu/cTepeoTUNUN/KOMNYAbCUM, TUNEPOPaNbHOCTL W
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Heeponomwecwm BECTHMK

OMETUYECKWE U3MEHEHUS, HANIMYME UCMONHUTENBHOTO Aedu-
LMTa C OTHOCUTENbHOWM COXPaHHOCTBI MaMATU U 3pUTENbHO-
NPOCTPAHCTBEHHBIX QYHKLMIA.

Y HabniogaeMoro Hamm 60/1bHOTO BbINO BLISB/IEHO YeTbIpe
U3 NepeYnCeHHbIX Bblle NpU3HaKa: anatus, noteps 3Mna-
TUM, KOMMYNbCUM B BUAE NOTUPAHUS PYK, UCMOSHUTENbHASA
amcoyHKuma. [uarHos BeposTHou nos®T[ pononHsetcs
CMMNTOMaMK MPOrPeccUpYIOLLEr0 YXYLLIEHUS NOBeAeHUs/
KOTHUTUBHBIX QYHKUMIA U MPT-npu3Hakamm atpoduu Kopbl
nobHo-BUco4HOro permoHa [25]. B 310l cBA3M CyLlecTBylOT
pasnnyHble NpeacTaBeHUS 0 YyBCTBUTESILHOCTU U CMELM-
(MYHOCTH KIMHWUYECKUX KPUTEPUEB AMArHOCTUKU BEPOSTHO
noB®T/l. OpHu aBTOpbI NPEANoNaraloT BbICOKYH Creunpuy-
HocTb (99%) [26] u uyBcTBUTENBLHOCTL (85%) [27]. [pyrue
OMPefenfT KPUTEPUM KaK UMeloLmMe «NpUeMNeMylo YyB-
CTBUTENBHOCTbY (76%) M HesicHylo cneumduyHocTb. Ha Gonee
no3gHux ctagusx noB®T[] Bo3MOXHA peayKuMs CUMMTOMOB
PacTOPMOXKEHHOCTU U KOMMYNBCUBHOMO MOBEAEHUS, HO BO3-
pacTaHue anatum, YTo, KaK CYUTAETCS, OTPaKaeT AasbHEeNLLYI0
JereHepauumto Kopbl [21]. XapakTepHa COXpaHHOCTb NaMATH U1
3pUTENBHO-NPOCTPAHCTBEHHBIX QYHKLMIA. JIoxHOe BRevatne-
HWE 0 HapYLLEHUW NAMSATU B HEKOTOPbIX CNy4asX MOKET bbiTb
obycnosneHo auchyHKumMen N0bHbIX Jonei, CBA3aHHbIMU C
3TUM NepceBepaLmMaMU U HapyLLeHUeM BHUMaHus [21].

Takke anga paHHux ctaguin noB®OTLL xapaKTepHa OTHOCK-
TeNbHas COXPaHHOCTb MCMONHMTENbHBIX QYHKUMIA, KOTopble
paccTpauBaloTcs N0 Mepe MporpeccMpoBaHvs AereHepaLuu
AopconatepasnbHon npedpoHTantHoi Kopbl [28, 29]. Ouc-
couMaumust NoBeEHYECKUX M KOTHWUTMBHBIX CMMMTOMOB Ha
paHHux ctaguax noBOT/] co3naéT 3HAUMTENBHBIE CIIOXHOCTH
pa3srpaHuyeHnss C NepBUYHBIMU MCUXMYECKUMM 3aboneBa-
HUAMUW. TpaaMUMOHHAA CKPUHMHIOBAs AWMarHoCTUKa C Npu-
MeHeHWeM LWwkan MoCA n MMSE (ot aHrn. Mini-Mental State
Examination — KpaTkas LKana OLEeHKU MCUXMYECKOro CTa-
Tyca) npu nogo3peHun Ha noBDT[] oka3biBaeTcs ManouHdop-
MaTUBHOW, @ HaNMum1e anaTuM MOXKET BHOCUT 3HAUMUTESNbHbIE
MOrpeLLHOCTM B pesynbTaThl TecTMpoBaHus. CylecTBylolime
KnuHuyeckue Kputepuu noB®T/] no3BonsioT B 60NbLUMHCTBE
C/y4aeB C BbICOKOW BEPOSTHOCTLIO OTTPaHNYMTL 3TOT BapUaHT
AeMeHuun ot 6one3Hn AnbureiiMepa. B To e Bpems obe-
crieveHne HagexHon auddepeHUmaumm ¢ Ux NOMOLLbIO OT
NepBUYHOMA NCUXMYECKOW natonorun coMHuTenbHo [30]. On-
HaKo CnefyeT 3aMeTuTb, YTO Ha paHHWX cTagmsx 3abonesa-
HUS MPU3HaKK aTpoduM BeLLecTBa Mo3ra No AaHHbiM MPT
MOryT oTcyTcTBOBaTh [31].

InarHos pocToBepHoi noB®T[, ycTaHOBNEH Y MauueHTa
Ha OCHOBaHWM COBOKYMHbIX K/IMHUKO-HEMpOBU3yanu3aLm-
OHHBIX KPUTEPUEB W BbISIBNIEHNS M3BECTHOW FEHETUYECKON
aHoMmanuu — C9orf72. Pacumpenue nostopos C90RF72 06b-
AcHseT noutn 50% ceMelibix M 30% Bcex JIOBHO-BUCOUHBIX
[oneBblx AereHepaumid. HepaBHee 0bLiMpHOe reHeTuueckoe
uccneaoBaHue noateepxaéHHon noB®TL npoaeMOHCTPUPO-
Basio npeobnafaHne B AaHHOM rpynne MyxumH — 61% [5].

Anomanua reda C9orf72 onpepenser Takwe W pas-
Butne BAC, BbisBnsieMoro npuMepHo B 15% ciyyaes npu
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nos®T/ [32], unu kombuHaumm nos®T[L n BAC. MauneHTsl ¢
noB®T[] B coyeTaHmmn ¢ bAC, cKopee Bcero, UMeKT Hacnen-
CTBeHHOe 3aboneBaHue. B onucaHHOM cnyyae KnMHUYecKoe
pacnpegeneHue 6bi0 pasnnuHbIM B CEMEWHOIM UCTOpUM: He
0bHapyxeHo npusHako BAC y naumenta K. ¢ nos®T/, Ho
y ero Matepu amarHoctuposaH BAC 6e3 npusHakos nos®T[l,
KaK MUHMMYM, Ha paHHeM 3Tane bonesHu, a TakKe, BO3MOX-
Ho, BAC 6bin y TéTM 1 gepa BosbHOro MO AMHUK MaTepu.
Takum o6pasoM, NpefcTaBNeHHOE KIIMHWYECKOE Ha-
O/loAeHNE CYKUT TUNWYHBIM MPUMEPOM AMArHOCTUYECKON
oLwMbKY, 0ByCNOBNEHHON UCMO/b30BAHMEM MCMXONATONONU-
YECKUX U NMOBEAEHYECKUX CUMNTOMOB KaK OMOPHBIX MyHKTOB

NO0NOJHUTENIbHAA UHOOPMAL UA

WcTounuk dpuHaHcupoBaHmus. ABTOp 3asBASET 00 OTCYTCTBUM BHELL-
Hero UHaHCKPOBaHUS NMPW HANMCAHUW CTaTbM.

KoHdnukT nHTepecos. ABTop AeKnapupyeT OTCyTCTBUE SIBHBIX 1 MO-
TEHLMasbHbIX KOH(MIMKTOB MHTEPECOB, CBA3aHHLIX C MybnmnKaumen
HaCToALLIeN CTaTbu.
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AMarHoCTMKK. HacTopaKmBaloLLMMM «3HaKaMu» Y NaLMEHTOB
C MNCUXMYECKOW naTonorueit B OTHOLLEHWM Hanu4ma nos®T/]
MOryT ObITb MO3AHMIA (OTHOCUTENBHO NEPBUYHON NCcUXonaTo-
norum) Bo3pacT MaHudecTaumm 3aboneBaHusi, CPaBHUTENIEHO
Dosee BbICOKas CKOPOCTb NPOrPeccMpoBaHisl CUMITOMATUKM,
Hanuuue MoJNIOKUTENBHOI0 CEMEHOro0 aHaMmHe3a [eMeHLUU
unm BAC. 3T NyHKTLI CTAHOBATCA ONpeLensloLwmMM1 Ans npo-
BELLEHMS FEHETMYeCKOro TecTupoBaHusa Ha C9orf72. Boisiene-
HUe KJ/IloYeBbIX MyTauuii sBnseTca TpeboBaHWeM AMarHosa
nocToBepHoi nos®T/l 1 onpeaenset HeodXoAUMOCTb UCMOMb-
30BaH1sA MeTOAA reHOTUNMPOBaHWSA B LUMPOKOW KIIMHUYECKOM
MPaKTUKe BO M30eKaHMe AMarHOCTUYECKMX OLUMOOK.
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