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JIOBHBIY BAPUAHT BOJIE3HU AﬂbHFEﬁMEPA
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Pesrome

bonesuv Anvyeetimepa (bA) — xporuueckoe melipodezenepamugroe 3a001e8anue, A8IAIOUeecs Haubolee pacnpo-
CMpaHeHHOU npuyuHoll demenyuu. /Jebrom 8 noxcuiom eospacme, KAK NpAGUNO0, ACCOYUUPOBAH C KAACCUYECKOU
KapmuHou 0epekma KpamrkogpemMenHOl Namsimu, moeod KaxK nayuennsl ¢ PAHHUM HAYAIOM OOLe3HU MO2Ym OeMOH-
cmpuposames amunuyxvle CUMnmMombl 6onesnu. JIOOHbIll 6apUarm A8IAEMCL CAMbIM PEOKUM HEeAMHeCImUYecKum ge-
nomunom bA, ceszannvim ¢ cenekmugHoll Hetipodezsenepayueri ¢ cemsx 100H020 KOHMPOIs, KOMOPblil NOOMEEPIHCOa-
emcs Hanuuuem Ouomapkepog amuniouorou namonoeuu. Knunuueckas xapmuna npu Oannoi gopme BA umeem
borvuoe pasHoobpasue CUMRIMOMOS, BKII0UAs PACHOPMONCEHHOCMb, ANAMUi0, KOMNYIbCUBHOe NOBeOeHUe U HaPY-
weHue ynpasisowux GYHKYUl, Ymo 4acmo npugooum K mpyoOHOCmsmM 6 OupepenyuanvoHol ouazHocmuke ¢ noge-
OEHYECKUM 8APUAHINOM IOOHO-8UCOUHOU OeMEHYUU U, KAK CLe0CMEUe, He0OOYEHEHHOCMU ee PACHPOCMPAHEHHOCTIU.
B cmamve npusooumcs kpamxuii 0030p co8peMeHHOU TUmepamypul U ONUCAHUE O8YX KIUHUYECKUX CLyuaes T0OH020
sapuanma BA, noomeepotcoennuvix ucciedosanuem IUK8OPHLIX ODUOMAPKeEPOS.
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FRONTAL VARIANT OF ALZHEIMER’S DISEASE
Nevzorova K. V., Shpilyukova Yu.A., Abramycheva N.Yu., Fedotova E.Yu., Shabalina A.A., Illarioshkin S.N.
Research Center of Neurology, Moscow, Russia

Abstract

Alzheimer s disease (AD) is a chronic neurodegenerative disease, that is the most common cause of dementia. Late on-

set AD is usually associated with the classic picture of short-term memory deficits, while early onset AD demonstrates

atypical symptoms. The frontal variant is the rarest non-amnestic AD phenotype, which associated with selective neu-

rodegeneration in frontal control networks, which is confirmed by the presence of biomarkers of amyloid pathology.

The clinical picture includes a wide variety of symptoms, including disinhibition, apathy, compulsive behavior and
executive dysfunction, which often leads to difficulties in making a differential diagnosis with the behavioral variant of
frontotemporal dementia) and, as a result, underestimation of the true prevalence of AD. The article provides a brief
review of modern literature and a description of two clinical cases of the frontal variant of AD, confirmed by the study
of cerebrospinal fluid biomarkers.
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Cokpawenusa: BA — Oome3np AnbrreiiMepa;
nBBA — noOHBIA BapuaHT Oone3HW AJblreiimepa;
nBJIBJl — moBeneHueckuii BapuaHT JTOOHO-BUCOYHOM
nemennuy; MBBA — moBeneHvYeckuii BapuaHT Oones-
HU Anbireiimepa; JIBJl — no0HO-BUCOYHAS TEMEHIINS,
MPT — marauTHO-pe3onancHas Tomorpagus; LHCK —
nepeopocnuHanbHas  kuakoctb; GCA —  Global
Cortical Atrophy (umkana r1o6aapHOM KOPKOBOI arpo-
¢un); MTA — Medial Temporal lobe Atrophy (mkana
aTpouu MEANATHHBIX OT/IEIIOB BUCOYHOH JIONH).

BBenenue. bonesnp Amnpnreiimepa (bA) sBusiercs
Haubonee paclpoCTPaHEHHBIM HEeWpOoAeTreHepaTUBHBIM
3a00J1eBaHIEM U OOBIYHO XapaKTepU3YyeTCs MPOrPEeCcCH-
PYIOIIUM HapylIeHHEeM 3MH30[WYEeCKON MaMsITH B Je-
Orore 3a00JeBaHMs, 32 KOTOPBIM CIEAYIOT HapyILICHUs
B JIPYT'HX KOTHUTHBHBIX JomeHax. [latomopdororuue-
CKOIl OCHOBOW 3a0o0ieBaHMsI SBISIETCS OTJIOKEHHUE Ia-
TOJIOTMYECKUX BHEKJIETOUHBIX OJSIIEK, COMeprKaIInX
OeTa-aMUIION], U BHYTPUKIETOYHBIX HEHPOPUOpUILIISP-
HBIX KJIIyOKOB, COCTOSIIIUX U3 rUrepdochopuimpoBaH-
Horo Tay-Oenka [1].

B nexotopsix ciydasx BA — ot 22 no 64% mnpu pas-
HEM HayaJle CUMIITOMOB U OKOJIO 6% Tpu MO3IHEM Je-
01oTe — pa3BUBAIOTCS aTWIIMYHBIE BapHaHTHI 3aboe-
BaHMsI, IPU KOTOPBIX W30JUPOBAHHO CTPAAAIOT APYTHE
KOTHUTHBHBIE (PyHKINH (PEUb, MPAKCHUC, THO3MC, yIIPaB-
astronye GpyHKINH, TOBEICHHE), 8 TaMATh OCTAETCS OT-
HOCHTEJIHHO COXPAaHHON B T€UEHHE HECKOJIBKHX JIET [2].
Cpenu Takux aTHIUYHBIX ()EHOTHIIOB BBIAEISIOT OTHO-
CUTENFHO YacTO BCTPEYAIOIINECS — 3aIHAS KOPKOBas
arpous U JOrONECHUYECKU BapuaHT IEPBUYHON Mpo-
rpeccupylomiei agasun, a Takke penkue GeHOTHITH —
KOPTUKOOa3aabHBII CHHAPOM, TOOHBIH BapHaHT, CEMaH-
TUYECKU M arpaMMaTHYecKUil BapuaHThl NEPBUYHON
nporpeccupyromei adasuu [3].

Konmernius no6Horo Bapuanta BA (iBBA) Obiia BBe-
nena Johnson u coasr. [4] B 1999 1. npu n3yuenun tpex
CIIy4aeB MAIEHTOB C MPOTPECCHPYIONINM HapyIICHH-
€M yNpaBisIomuX QYHKIUH, Y KOTOPHIX P HOCIEy-
IOIEM TIAaTOMOP(]OIIOTHYECKOM HCCIENOBAaHUH OBLITH
BBISIBJICHBI HEHpoQUOpMILIpHBIE KIYOKH C TIpEeUMy-
LIECTBEHHOM JIOKanu3anuei B J00HBIX M0JsaX [5]. nBBA
BCTPEYAETCsI AOBOJIBHO PEIKO 110 CPABHEHUIO C APYTUMHU
HeamHecTHueckuMH (penotumnamu. [lanmentst ¢ nBBA
4acTo AEMOHCTPUPYIOT 3aMETHBIE HApyIICHUs YIpaB-
JSFOIUX (DYHKIUH ¥ TIOBEJICHHS BCIIEICTBUE CENICKTHB-
HOW HeHpolereHepauuy B MEpeIHUX OTAeNax JOOHBIX
noneit. Knnandeckas kapTuHa MpeacTaBieHa OONbITUM
pa3HooOpa3ueM CHMIITOMOB, BKJIIOYas PacTOPMOXKEH-
HOCTbH, allaTHIO, KOMITYJbCHBHOE IOBENEHHE M Hapy-
LICHUE YMPABISIOMUX (QYHKIMH, YTO YaCTO MPUBOIMT
K TPYOHOCTSM TpPU TPOBEACHUHU IU(PepeHIInaTEHON
JUAarHOCTHKH C TIOBEIEHUYECKUM BAPHUAHTOM JIOOHO-BH-
cognoit nementu (mBJIB/l). Onmcanne 3Toro peaxoro
¢enoruna BA orpaHryeHO IHIIL OTAETBHBIMH COOOIIIE-
HUSIMH 1 HEOOBIIIUMHA CEPUSIMU HCCIICIOBAHNM, a 00ITb-
mas KIMHUYECKas CXOXKecTb cuMnToMoB ¢ mBJIBJ]
Y HEZIOCTATOYHAs TUArHOCTHKA MOTYT MPUBECTH K HEJO-
OLIEHKE €r0 UCTHMHHOM pacmnpocTpaHeHHOCTH [6]. B co-
OTBETCTBUU C OCOOCHHOCTAMH KIIMHWYECKOH KapTUHBI
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BBIJICJISIIOT JIBA OCHOBHBIX (DEHOTHIIA JIOOHOTO BapHaH-
Ta: MOBEACHYCCKUN U C MPEeoOIaJaroliM HapyLIeHUEM
yIpaBsomux GyHKUIUH [7].

[loBenenueckuit Bapuant (nNBBA) xapakrepusyert-
Ci paHHMMH H TpeoONagaloMM{A TOBEACHYECKUMHU
HapyUICHUSIMH M W3MEHEHUSIMH JInuHOCTU. KimnHnue-
CKHA{ CHHAPOM IpH MBBA CyIIecTBEHHO mepeceKaeTcs
¢ nBJIBJl, u npumepno ot 10% no 40% xnuHUYECKH
JIMarHOCTUPOBaHHBIX ciyyaeB NBJIBJl umeror mnoso-
JKUTENbHbIe OnoMapkepsl BA u/mnu mopdonornuecku
MOATBEPKACHHYIO  MAaTOJIOTHIO  albIIeiMEPOBCKOTO
tuna [8]. KnuHuuecknii CUHIPOM MpENCTaBIEH pPaH-
HUM, MpeoOIafalonM U TOCTENEHHBIM H3MEHEHHUEM
OCHOBHBIX TIOBEJCHYECKHUX OCOOCHHOCTEH: pacTop-
MOYKEHHOCTD, allaTHs WM WHEPIHSA, MOTepsl SMIATHH,
CTEpPEOTHITHOE, KOMITYJIbCUBHOE WJIM PUTYaJIbHOE IOBE-
JIeHHe, TUIIEPOPATFHOCTh WIM U3MEHEHHS B NMUTAHHU.
Takske y manMeHTOB B PsIE CIy4aeB MOTYT OTMEUaThCs
open u rautrorimaanuu. B 2022 1. Ossenkoppele R. u co-
aBT. [9] ObTH pa3paboTaHbl AUATHOCTUYECKHE KPUTEPUU
ISl IOCTAaHOBKY auarHo3a mBbA (Tabmmma 1).

BapuanT ¢ npeoOnajaromyM HapyLmICHHEM YIpaB-
NSAIOMUX (GYHKIWHA TPU3HAH CAMOCTOSITEIBHBIM aTH-
NUYHBIM (DEHOTHIIOM JAHHOTO 3a00JIeBaHHS, MPEUMY-
IIECTBEHHO C paHHUM HadajoM. HadanpHble MpU3HAKU
BKJIIOYAIOT HapyllIEHHEe MHOT033aJadHOCTH, HapylIeHHe
IIJIAaHUPOBAHUS U 3aBepllueHus nericteuid. [1o mepe npo-
rpeccrupoBaHus 3abosieBaHus (QOPMHUPYETCS] CHHIOPOM
VIPABJISIONICH AUCOHYHKINH, BKIIOYAIOMINN ACHUITAT
pabouell maMsaTH, KOTHUTUBHOM TMOKOCTH/TIEPEKIIIoYe-
HUS YCTAaHOBOK, TOPMO3HOTO KOHTpOus [10]. B oTmmumne
or nBBA, BapuaHT c mpeoOnagarUM HapyLICHHEM
VIPaBISIOMNX QYHKIUA OOBIYHO HE CBSI3aH C TPYOBI-
MH HM3MEHEHHMSMH JIMYHOCTH, XOTS MOOBOJBHO 4YacTo
BCTpeYaroTcsl TpeBora, anarus. [lpn maHHOM BapuaHTe
0COOEHHO cTpazaer paboyas MaMsTh, & YUUTHIBAS, YTO
ynpasisifomue QyHKIUN W pabodast maMsTh ABJISIOTCS
OCHOBOIIOJIATalOIUMH KOTHUTUBHBIMH HaBBIKAMH, KO-
TOpBIE TOAJEPKUBAIOT JAPYrHe KOTHUTHUBHBIE CIIOCO0-
HOCTH, TIPH 3TOM BapHaHTE 4Yalle Ipyrux HaOIrogaeTcs
MYJIBTHAOMEHHAs KOTHUTHBHAS qucyHKums [11].

CornacHO HEZaBHUM KIMHHYECKUM PEKOMEHAAIH-
sIM, 71 TIOCTAaHOBKM JuarHo3a BA, mpennokeHHbIM
MEXIyHapoAaHoil pabouelt rpymmoit (International
Working Group, IWG) B 2021 r. [3], maHHBIi qUar{o3
ABJISIETCSl KIMHUKO-OMOJIOTHYECKHM U TpeOyeT Kak Ha-
WYY CIeU(PUIEecKOro KIMHNYECKoro (peHoruma, Tax
U MOATBEP>KACHUS OMONOTHUECKOl mpuposl 3a0oseBa-
HUS IO JTAHHBIM HCCIICAOBAaHUS OMOMAapKepoB. Xapak-
TEepHBIM M3MEHEHHeM OuomapkepoB 1uia BA sBnsercs
CHIDKEHHME YPOBHsI amuiiona-oera 1-42 1 OBBIIIICHUE
ypoBHs ¢ochopumpoBanHoro Tay-oenka 181 B LICK.
B 3aBucumocTi 0T KOMOMHAIIMK YKa3aHHBIX IPU3HAKOB
ompenensieTcs BEpOITHOCT, BA Kak NMepBUYHOrO auar-
HOo3a. B Tabmune 2 mpeacTaBieHbl PEKOMEHIAINH IS
ycTaHOBJIeHHUs nuarHo3a bA npu «1o6HOM» denotune.

[IpencraBnsem omucanne 2 HAOMIOMABITUXCS HAMH
MaIMEHTOB.

llayuenm K., 54 nem. llpaBmia, uMmeeT cpelHee
cnenuansHoe oOpazoBanue. C Bo3pacta okono 50 ser
OKpY’)KaloIlllie CTalM OTMeYaTh CHIDKEHHE TaMsATH
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Taoauma 1

JluarnHocTuyeckue KpUTEPUM MOCTAHOBKH JUATHO32 MOBEIEHYECKOro BapuaHTa (os1e3Hu AJbureiimepa [9]

Knunuueckuii cunopom nebA, xapakrepusyeTcsi:

* COIMAJIBHO HETIPHEMIIEMOE ITOBE/ICHHE
* yTpaTa MaHep WIH MPaBUI NPUIHIHS
* UMITYJIECUBHOCTB, O€3pacCy/ICTBO WIIM HEOCTOPOXKHBIE JCHCTBHSI.

¢ anarus
* HUHCPTHOCTH;

* CHIDKCHHBII OTBET Ha HY)XXKIBI M 4yBCTBa APYTUX JTIOACH
* IIPOCTBHIC, IIOBTOPSIOIIUECS ABIKCHUS
* CIIO)KHOE, KOMITYJIbCHBHOE MJIU PUTYaIbHOE IIOBEICHUE
* CTEPCOTHIIHH B PEUH;
* M3MCHCHUE NPE/NOYTCHUM B ee
* 00XOPCTBO, 37I0YNOTPEOICHNE AJTKOTOJIEM U Ta0aKOM
yHKIISIME.
BaHHEM
I'. BcnomorarenbHble KpUTEpPUH (HE 00513aTeIIbHBI):
* HaJNMYHe TaUTFOLUHALNK Wi OpeOBbIX Ui
ToMorpadun):
* BHCOYHO-TEMEHHasi aTpodust
* 100HO-BHCOYHAsS aTpodHs

Bosmoorcnotii nebA
A. CoOTBETCTBYET KpPUTEPUSIM KIMHUYECKOTO IBBA 1

KPOBH.
Bepoamnuouit nebA

Yemanoenennwiit nebA

b. Hanuune BA ycranoBieHo:

A. PanHNM, CTOIKHMM, Tpeo0IIalaloIM U IIPOrPECCUPYIOINM H3MEHEHHEM M 000CTPEHHEM I10 KpaiHei Mepe 2 U3 5 OCHOBHBIX ITOBECHYE-
CKHX 0COOCHHOCTEH, COOTBETCTBYIOLINX THArHOCTUYECKUM KPUTEPHUSM JUTS IIOBEICHIECKOTO BapHaHTa JOOHO-BUCOYHOH AemMenimu [20]:
1) pacTOpMOKEHHOE MOBEACHUE — JOJDKEH MPUCYTCTBOBATH | U3 CIESAYIOLIHUX CHMIITOMOB!

2) BOJICBBIC HAPYHICHUA — JOJDKCH IMMPUCYTCTBOBATH 1 u3 CJICAYIOIUX CUMIITOMOB!

3) yrpara SMIaTHU WIM CUMIIATUH — JOJDKEH NPHCYTCTBOBATh 1 M3 CIEAYIOMINX CUMITOMOB:

¢ CYXCHHEC COLIMaJIbHBIX HHTEPECOB, B3aHMO,HeﬁCTBPIH WK TEIUIOTO OTHOLICHUS K OKPYKAIOIINM;
4) NIEPCEBEPATUBHOC CTCPEOTUITHOC TN KOMHyﬂLCHBHOC/pI/ITyaHLHOG TOBEACHUE — HOJDKCH IIPUCYTCTBOBATH 1 u3 CJICAYIOIUX CUMIITOMOB!

5) runepopaJbHOCTb WM M3MEHEHHs B IUIIEBOM PAllMOHE — JOJDKEH MPHCYTCTBOBATh | U3 CIEAYIOMINX CHMITOMOB:
* OnpoObIBaHUE HA BKYC WM YIIOTPEOJICHUE B MUY HECHEAOOHBIX MPEIMETOB.
b. Hapymiennem ynpasisiomux GyHKIHI H/HIH SITH30AXYECKON TaMATH ¢ OTHOCHTEIIBHO COXPAHHOM PEYbIO M 3pUTEIBHO-IPOCTPAHCTBEHHBIMI

B. Kputepuu kinandeckoro nBBA He cOOMIONAIOTCS, €CIIH TTOBEACHYCCKHI eQUIUT JTydiie 00bICHSIETCS:
* JPYTUM HEBPOJOTHYECKUM (Hampumep, 6one3nbio auddy3Hbix Tener] JIeBr) wir COMyTCTBYIOMUM (HAIPHUMED, MICHXHATPHUECKIM) 3a001e-

¢ HU3BCCTHBIM I'CHETHYCCKUM BapHaHTOM, CBSI3aHHBIM C CEMCHHBIM MOBEICHYCCKUM BapuaHTOM JIOOHO-BHUCOYHOM JAEMCHIINHA

¢ NpPUEMOM JICKapCTB, CITOCOOHBIX BBI3BATh CHMITTOMBI MOBEICHYECKUX U3MEHEHHUH.

* U3MCHCHUA 110 JaHHBIM HCﬁpOBHSyaJ'IHSaHHPI (MaFHHTHO-pCSOHaHCHOﬁ TOMO]"pa(l)HI/I, KOMHL}OTCpHOﬁ TOMOFpa(l)HI/I, HO3HTp0HHO-3MHCCHOHHOﬁ

b. Moareepxaenne BA Ha ocHOBaHMM OHMOMapKepOB — HaJWYKE -aMHIJIOUIHON MATOJIOTHH Ha OCHOBAHUH MO3UTPOHHO-IMHUCCHOHHON TOMO-
rpaduu u/uiaM B LepeOpoCIMHAIBHON KUIKOCTH H/WIM Tay-NAaTOJOTHH 10 JaHHBIM HCCIICOBAHHS LIePeOPOCIMHAIBHOMN YXUAKOCTH W/WJIH I1Ia3MBbI

COOTBETCTBYET KPUTEPHSIM KIMHUYECKOr0 NBBA 1im BO3MOKHOTO MBBA € IOMOJIHUTENBHBIM HOATBEP)KACHHEM Tay-IIATOJIOTUH TI0 JJAHHBIM I10-
3UTPOHHO-3MUCCHOHHO# ToMOrpadun (0OHapyKEHHEe arperaroB Tay-0enka B HEOKOPTEKce).
A. CoOTBETCTBYET KPUTEPHUSIM KIMHUIECKOTO, BO3MOXKHOTO HJIH BEPOSTHOTO BBA, 1

* THCTOINATOJIOTMYECKOi HHAnKaueil BA kak nepBUYHOM MAaTOJIOTHU TPU MAaTOMOP(OIOTHISCKUM HCCIICOBAHHUH, UITH
* HaJMYHEM M3BECTHOTO I'€HETHUYECKOTO BapHaHTa, CBAI3aHHOTO ¢ ceMeitHoit ¢opmoii BA.

Ha HEJAaBHHE COOBITHS, 3MOIIMOHAIBHBIC HApPyIICHUS
1 N3MCHCHHUA B ITIOBCACHUUN — ITOSABUJINCH 6e3pa3HI/I‘II/IC
K COOCTBEHHBIM JIeIaM U MHTEPECaM, araTwsl, STTH30bl
arpecCUBHOCTH W pa3apaXUTeNbHOCTH. B mocmemy-
IOIIEM TAIMEeHT CTaJl aKTUBHO 3JI0YMOTPEOISITh allKO-
roieM U (heHoOapOuTaI-comep aAIMMMK TIpermapaTaMu
(xopBaion). Ha ¢oHe npuema JaHHBIX IICUXOAKTUBHBIX
BEIIECTB OTMEYAINCH HECKOJIBKO ATIH300B 3PUTEIBHBIX
rajutionuHanui. B mocnemyroniemM poacTBEHHUKY CTalU
OTMEYaTh HapyIIEHUE MPAaBHUII MPUINYNS B OOIIECTBEH-
HBIX MECTaX — MAaIMEHT MOT 3aKypUTh B HEIOJIOXKEH-
HOM MECTe, CTaJl 1aBaTh HEMpHEMIIEMbIE KOMMEHTApUHI
B OTHOIICHUY BHEUTHOCTH HE3HAKOMBIX JIFOMICH, a TaKKe
MTOSIBUJIOCH PaBHOMYIIHE K O1M3kuM. B cemelinom aHam-
He3€ ClTyJaeB HapYIICHUI TAMSATH | JIBUTATCIbHBIX Pac-
CTPOMCTB HEe OTMEJaAIOCh. IlarmenT kano0 He Mpemb-
SIBIISLI, KPUTHKA K COOCTBEHHOMY COCTOSIHMIO ObLia
CHIDKEHA. B HEBpONOTHYECKOM CTaTryce OTMEYalNCh
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MPU3HAKU JIETKOTO JKCTPAIUPaMUIHOTO CHHIpOMa —
JIETKUI HETOCTOSHHBIM TPEMOP TOJNIOBHI IO TUITYy «HET-
HET», TOCTYpajJbHO-KMHETHYECKHH TpeMop B o00eux
PYKax H JeTKHI MHOKIJIOHYC B TTAJTBIIAX PYK, a TAK)KE TTPH-
3HAaKd CEHCUTUBHOM aTaKCUHM M CEHCOPHOI MOJIMHEBPO-
MaTHH, TPEUMYIIECTBEHHO B HOTaX — CHW)KEeHHe Oolre-
BOH U CyCTaBHO-MBIIIEYHON YYBCTBUTEIBHOCTH B 00CUX
CTOTaX, BUOPAIMOHHOW YYBCTBUTENBHOCTH C YPOBHS
MOAB3AOIIHBIX OCTEH C ABYX CTOPOH C MOYTH IOJHBIM
OTCYTCTBHEM B CTOmax, arpadecre3us B JUCTAIBHBIX
OT/EeNax HOI, HEYyCTOMYMBOCTH B mpodbe Pombepra, Ha-
pYIIEHHE BBHIMOIHEHUS! KOOPAWHATOPHBIX MpoO B HO-
rax. OueHkKa KOTHUTHBHBIX GyHKIHH 1Mo mkaie MoCA:
20/30 GamnoB (¢ TPEHMYIIECTBEHHBIM HapyIICHHEM
OTCPOYEHHOTO BOCIIpOU3BeneHus — | cioBo u3 5, aob-
CTPaKTHOTO MBITIICHHUS ), pE3YJIBTAT 10 AITeHOPYKCKO
mkane cocraBui 83/100 0amwioB (C MPEeUMYIIECTBEH-
HBIM HapylmieHHEM B TOMeHaX mamsaTH — 14/26 6atoB
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RESEARCHES AND CLINICAL REPORTS

Table 1

Diagnostic criteria for the diagnosis of a behavioral variant of Alzheimers disease [9]

Clinical syndrome of bvAD is characterized by:
behavioral variant frontotemporal dementia [20]:

* socially inappropriate behavior
* loss of manners or decorum
* impulsive, rash, or careless actions;

* apathy
* inertia;

« diminished response to other people’s needs and feelings
« diminished social interest, interrelatedness, or personal warmth;

« simple, repetitive movements
» complex, compulsive, or ritualistic behaviors
* stereotypy of speech;

« altered food preferences
* binge eating or increased consumption of alcohol or cigarettes
« oral exploration or consumption of inedible objects.

abilities.

D. Supportive features (not mandatory):
« presence of hallucinations and/or delusions.

* temporoparietal atrophy

« frontotemporal atrophy

Possible bvAD

A. Meets criteria for clinical bvAD and

and/or tau pathology in cerebrospinal fluid and/or plasma.
Probable bvAD

neocortical tau aggregates).
Definite bvAD
A. Meets criteria for clinical, possible or probable bvAD, and
B. Presence of AD is established by

» presence of a known genetic variant associated with familial AD.

A. Early, persistent, predominant, and progressive change or exacerbation of at least 2 of 5 core behavioral features of the diagnostic criteria for

1) behavioral disinhibition — 1 of the following symptoms must be present:

2) volitional disorders — 1 of the following symptoms must be present:

3) loss of empathy or sympathy — 1 of the following symptoms must be present:

4) perseverative, stereotyped, or compulsive or ritualistic behavior — 1 of the following symptoms must be present:

5) hyperorality and dietary changes — 1 of the following symptoms must be present:

B. In addition, documented impairment in executive functions and/or episodic memory with relatively preserved language and visuospatial

C. Criteria for clinical bvAD are not met if the behavioral deficits are better accounted for by:

« another neurological (for example, Lewy body dementia) or non-neurological (for example, psychiatric) disease
» a known genetic variant associated with familial behavioral variant of frontotemporal dementia

* the use of medication that can cause symptoms of behavioral changes.

* neuroimaging features (on magnetic resonance imaging, computed tomography, positron emission tomography)

B. There is in vivo biomarker evidence for the presence of f-amyloid pathology on positron emission tomography and/or in cerebrospinal fluid

Meets criteria for clinical bvAD or possible bvAD, with additional in vivo tau positron emission tomography (evidence for the presence of

* histopathological indication of AD as the primary pathology on pathomorphological examination, or

u peueBoii aktuBHOCTH — 10/14 Gammos). Ilo Garapee
J0OHOM MUCQYHKIMU BBISABICHBI MPU3HAKUA BBIPAKEH-
HBIX HapymeHuid (11/18 6amioB) ¢ IpemMyIIeCTBEH-
HbIM HapylleHueM (pyHKIUM MporpaMMUpoBaHus (Iu-
HaMHYECKOTO TpaKChca) W peakIuii BeIoopa (IIpocToi
1 YCIIOKHEHHOM).

[Ipu naGopaTopHBIX UCCIETOBAaHMUIX KPOBHA OTMeUa-
J0ch HEOOJIBIIOE CHIKEHUE YPOBHs BUTaMuHA B6 (10
8,0 Hr/™M11 Ipu HOpME OT 8,7), 00N M OMOXUMUUECKHHA
aHayiu3bl KpoBH, BuTamussl Bl, B9, B12, tupeorpon-
HBIN TOPMOH — 0€3 IIaToJIOTHYecKuX oTkiIoHeHuH. C 11e-
JIbEO UCKITIOUEHHS YaCThIX TEHETHYECKH 00YCITOBICHHBIX
thopm nobHO-BHCcOuHOW nemennnu (JIBJl) mammenty
OBLIO POBEJCHO MOJIEKYJSIPHO-TEHETHIECKOe 00ciIe0-
BaHHWE: HE OBUIO BBISBICHO MATOJOTHYECKON IKCIIAaHCUU
moBTOpOB B reHe C9orf72 u mytauuii B rene GRN. C 11e-
JBIO OTPEENICHUs] TEeHETHYECKON MPEeapaCcTIONOKEHHO-
CTH K pa3BUTHIO BA npoBeaeHO reHOTUIIMPOBAaHKE I'eHa
APOE — BBISBICHO HOCHUTENBCTBO TeHOTHITA £3/€3.

Ilpu nOpoBeaeHUM  CTUMYISILUOHHOM — DJIEKTPO-
Helpomuorpadud B HOTaxX BBIABICHBI MPHU3HAKU

aKCOHAJIbHO-AEMHUEITHHU3UPYIOMIETO TOPAKEHHSI CEH-
COpPHBIX BOJIOKOH II0 TIOJIMHEBPOINATHYECKOMY THITY
¥ MOTOPHBIX BOJIOKOH IIPaBOTO Ma0OEpIIOBOTO HEPBA,
B pykax — 0e3 MarojJoru4ecKux H3MeHEeHWi. BpisB-
JICHHBIE W3MEHEHWs] B COYETAHWH C KIMHWYECKUMHU
MpU3HaKaMH TO3BOJIMJIM YCTAHOBUTH COIMYTCTBYIOIIUI
OCHOBHOMY 3a0OJIEBaHHMIO JHarHO3 CEHCOMOTOPHOM
AKCOHAJIbHO-AEMUEIMHU3UPYIONIEH IOJMHEBPONaTHH,
HauboIee BEPOSITHO, TOKCHYECKOTO TeHE3a.

Knunnueckas xapTHHA BBIABICHHBIX THIIEPKHHE30B
B BUJE COYETAHHUSA MOCTYPaJbHO-KHHETHYECKOTO Tpe-
MOpa H TpeMopa TOJIOBHI [0 TUIY «HET-HET», Hanboee
BEpOSATHO, 00YCJIOBJICHA HAJMYMEM Yy TTalieHTa dCCEH-
[IMAIBHOTO TPEMOpa, COIMYTCTBYIOLIETO OCHOBHOMY 3a-
OoneBannto. CUMITOMaTHKa MHOKIIOHYCa B Maiblax
PYK sIBJIsIeTCS HECTIEUU(QHUYHONH M MOXKET BCTPE4aThCs
mpu  OOJIBIIOM pa3HOOOpa3uu HekpomereHepaTUBHOM
naTojoruu (B ToMm uuciue u npu bA) [12].

IIpu MarHUTHO-PE30HAHCHOM TOMOTpapuu
(MPT) ronoBHOro Mo3ra BbISBIIEHa yMEpeHHas AUQ-
¢y3Has uepeOpanmpHas arpodus C BOBIEUECHHEM
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Tabnuima 2

Knnanyeckne pexoMeHIaluu Me:XAyHAPOIHON paboyeii rpynmnsl /s yCTAHOBKH JUarHo3a 0os1e3HH AJiblreiimepa npu ¢geHorune J00HOro

BAPHAHTA B KIMHUYECKHUX yCJIOBUSAX [3]

IIpoduiab 0cCHOBHBIX 0HOMapKepoB
AMHUJIOUIHOMW W Tay-IATOJIOTHH

BepositHocTh BA B kauecTBe
NEePBUYHOIO AHATHO3a

JlanbHeiimee odcjenoBanne

aMUJIOM]] OTPULIATEIIbHbIHI

AMUITON — TOJOKUTEIbHBIMT, BepositHast He tpebyrorcst; He0OX0AMMO TIIATEIbHOE HAOMIOCHHE: HECOOTBETCTBHE

Tay — IOJIOKUTEIbHBIN KJIMHUYECKOTO ()eHOTHIIA U ACT€HEPATHBHBIX H3MEHEHHH 110 JJAHHBIM
cTpykryproit MPT nomkHO OBITH TOBOAOM /ISl AaIbHEHIIIETO
obcnenoBanus *

AMUTIOUA — TONOKUTENBHBIN, Bo3mokHast PaccMoTpeTh BO3MOKHOCTD UCCIICAOBAHUS YPOBHS Tay-0ejKa

Tay — HE U3BECTCH

AMUIION]T — TOJIOKUTEIBHBIN, Bo3moxHas PaccMoTpeTs BO3MOXKHOCTB JOTOJTHUTEBHBIX HCCIICIOBAaHHUHN Tay-0eiKa

Tay — OTPHUIATEIbHBII I197)

Tay — HOJI0KHUTENBHBIH, MarnoBeposTHast JlanpHEHIINA IOUCK IPUYNHBI M PACCMOTPETh UCCIIEIOBAHNE aMHUIION 1A

aMHJIOU/T — HE W3BECTEH (II9T, LICXK)

Tay — HOJI0KHUTETBHBIN, MasnoseposiTHas JlanpHEHIIN TOUCK IPUYHHBI *

Kpaiine manoBeposTHas
(uckiroueHa)

AMUITIONA — OTPULIATEIIBHBIH,
Tay — HE U3BECTCH

JanpHeimunit nouck mpuaussl *N

AMUIION]T — OTPULATEIIbHBIN,
Tay — OTPUIATEIbHBIN

Kpaiine manoBeposiTHast
(uckImoueHa)

JansHeRmmit Touck npuunHs! *N

Kpaiine manoBeposTHast
(uckiroueHa)

AMuon — He U3BECTCH,
Tay — OTPULATEIbHBIN

JanpHeluit mouck npuauHsl *N

AMunions — HE U3BECTCH, He momnexxut orneHke

Tay — HECU3BECTCH

JansHeUmit HOUCK IPUYHHBI K PACCMOTPETH BOIPOC MCCIICAOBAHUS
ammoun u tay (II9T, LICK) *

IIpumeuanue: MPT — marautHo-pe3oHancHas tomorpadus; LICK — nepedpocnuHanbHas xKUAKOCTh; [I9T — MO3HTPOHHO-IMUCCHOHHAS! TOMOTPadHs;
* — TlonHoe 06CIEI0BaHHE 3aBUCUT OT KOHKPETHOTO KJIMHHYECKOro (EHOTHIIa M MOKET BKIO4aTh, Hanpumep, [I19T ¢ 18F-¢ropuesokucritokosoit (P/I-
[19T), Bu3yanu3anuio TpaHcropra JohaMHHa ¢ IOMOIIBIO OAHO(GOTOHHON IMUCCHOHHOM KoMITbIoTepHO# ToMorpaduu (ODPOKT), ucciaenoBanue IporpaHyiiHa
B CHIBOPOTKE KPOBH, MOJIEKYTAPHO-TEHETHYECKOE TECTHPOBAHHE, BUIEOHHCTArMOrpaduIo WK dMeKTpoHelipomuorpaduio u jap.; N — PaccMoTpers Bompoc
0 HOBOM HCCJICZIOBAHNH OGHOMapKepoB 3a00JI€BaHNs TOJBKO B TOM CIIy4ae, €CIIM €CTh 000CHOBAHHBIE COMHEHHS B IOCTOBEPHOCTH PE3y/IbTaToOB OHOMapKEpOB.

Table 2

Clinical recommendations of the International Working Group for the diagnosis of AD in the phenotype of the frontal variant in clinical

settings [3]

Profile of the main biomarkers of Likelihood of Alzheimer’s . Lo
. . . . . Further investigation
amyloid and tau pathology disease as a primary diagnosis
Amyloid — positive, Probable None required; careful follow-up needed: an incongruent clinical
tau — positive phenotype and neurodegeneration pattern should trigger a new
investigation *
Amyloid — positive, Possible Consider a tau measure
tau — unknown
Amyloid — positive, Possible Consider an additional tau measure (PET)
tau — negative
Tau — positive, Unlikely Full investigation of cause and consider an amyloid measure (PET, CSF)
amyloid — unknown
Tau — positive, Unlikely Full investigation of cause *
amyloid — negative
Amyloid — negative, Highly unlikely Full investigation of cause *N
tau — unknown (excluded)
Amyloid — negative, Highly unlikely Full investigation of cause *N
tau — negative (excluded)
Amyloid — unknown, Highly unlikely Full investigation of cause *N
tau — negative (excluded)
Amyloid — unknown, Non-assessable Full investigation of cause and consider tau and amyloid measures (PET,
tau — unknown CSF) *

Note: CSF — cerebrospinal fluid; PET — positron emission tomography; * — Full investigation of cause depends on the specific clinical phenotype and
can imply, for example, *F-fluorodeoxyglucose PET (*FDG-PET), dopamine imaging imaging with single-photon emission computed tomography (SPECT),
progranulin serum dosage, genetic analysis, oculomotor recordings, or electromyoneurography; N — Consider a new Alzheimer’s disease biomarker investigation

only if there is a reasonable doubt about the validity of the biomarker results.

J00HO-BHCOYHO-TEMEHHBIX oOnacTeld (¢ HeOOIbIINM
aKIeHToM crpana). OmeHKa BBIPaKEHHOCTH arpoduye-
CKHMX U3MEHEHUH cocTaBuia 1—2 — 1o mIkane riodaib-
HoM KopkoBoi arpoduu (arrin. Global Cortical Atrophy
(GCA)) [21]), 2 — no mkane arpouu MeAUATbHBIX
otnenoB BucouHor noiu (aHri. Medial Temporal lobe

60

Atrophy (MTA)) [22]), u 2 — no mkane Koanama [23]
(puc. 1).

C uenbto nporeneHust audGepeHInanbHOrO auar-
HO3a ¢ BA Obuta mpoBeneHa JIOMOATbHAS MyHKIIHS
¢ nocneayonum ucciegoanuem L{CXK: Oesok, 1urTo3,
IJIFOKO3a B HOpME; TIPU HCCIEJOBAaHUH OHOMAapKepoB
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BA BBHISIBIEHO CHIKEHHE YpOBHs OeTa-aMHIIonaa
1-42 no 560 nr/mi, MOATBEPKIEHHOE TTOBTOPHBIM HC-
cnenoBanueM (Hopma > 600), mpu HOPMaJIBLHOM YpPOB-
He (ochopunmpoBanHoro Ttay-Oenka 181 (1,8 mr/mm
npu pedepeHCHBIX 3HaYeHusIX < 50).

B cooTBeTCTBUM € KIMHUYECKOW KAPTUHOU U PE3yb-
TaTaMu OOCJIeIOBaHMUs, JAHHOMY MAIMeHTy Ha OCHO-
BaHum kpurepueB Ossenkoppele R. u coasr. [9] ycra-
HOBJIEH JUAarHo3 BO3MOXKHOTO NMBBA, a B COOTBETCTBUH
C pexkoMeHAanusMu MexayHapomHO# paboueit Tpyt-
bl [3] IuarHocTupoBaHa Bo3MOKHas bA.

Tayuenm A., 60 nem. llpaBia, umeet Beiciiee 0Opa-
3oBanue. C Bo3pacta 59 JeT KoIern U ponCTBEHHUKHU
CTaJIi 3aMeYaTh Y HETO CHIDKEHHE HHTEpECa K OKPYKalko-
nieMy, Oe3bIHUIIMATHBHOCTD. B 1abHElIIIeM MOsSBUINCH
CIIOKHOCTH B BBIP&KCHHWH MBICIICH, pedb craja oben-
HEHHOM, 4acTo OBbLT MONYAIIUB, HHOT/IA Pa3pakKUTEIICH
U MMITYJIbCUBEH, MOSIBUJIOCH NMPHCTPACTHE K CIAAKON
nuie. [IpumepHo depes roa cTaial MOSBIATHCS Hapy-
LICHUS] KPAaTKOBPEMEHHOM MaMsITH, STIM30/Ibl 1€30pHCH-
TallMH B IPOCTPAHCTBE U BpeMeHU. CeMelHbli aHaMHe3
OTSTOLICH CO CTOPOHBI Marepu (pa3BUTHE JAEMEHLUHU
B OXHIJIOM Bo3pacte). IlaruenT xano0 He nperbsBis,
KPUTHKa K COOCTBEHHOMY COCTOSIHHIO OTCYTCTBOBAJA.
B HeBponormueckoM craryce Oblia BBISIBICHA HUIEOMO-
TOpHAasl anpaxcusi B 00enux pykax, IpaBOCTOPOHHSS Opa-
nukrHe3ns. OleHKa KOTHUTHBHBIX (DYHKIUH O IIKaie
MoCA — 21/30 6annoB (mpeuMyIiecTBEHHOE Hapy1ie-
HUE OTCPOYEHHOro BocmpousBeneHus — 0 cioB u3 5,
oernmoctu peun), o AaneHOpykckoi mkane — 68/100
(c mpenMyIIeCTBEHHBIM BOBJICUEHHEM JOMEHOB IMamsi-
tn 13/26 GamnoB u pedeBoil akTUBHOCTH 2/14 GanmoB).
[To 6arapee OOHBIX (HYHKIIUI BBISBICHBI IPU3HAKH BbI-
paxennoit nuchynkmym (10/18 6amioB) ¢ npenmytie-
CTBEHHBIM HapyIIeHHEM NPOrpaMMHUpPOBaHUSI U Oerio-
CTH PEYH.

ITo namasiM MPT — kapTHa CUMMETPHUYHON yMme-
pEeHHOW BUCOYHOHN W JIeTKOW JIOOHOU arpoduu, Takxke
OTMEYaJINCh TPOSBICHUS MHKPOAHTHOMATHH (CTamus
Fazekas 2). Onenka BbIpa)XEHHOCTH aTpOPHUSCKUX H3-
MEHEHMI 110 BU3yaJbHBIM PEUTHHTOBBIM IiKanaM: GCA
1-2, MTA — 2, Koedam — 1.

RESEARCHES AND CLINICAL REPORTS

B maGoparopHbBIX HCCIEIOBaHUSAX KPOBH HE OBLIO
BEISIBJIGHO CYIIECTBEHHBIX OTKIOHEHHH OT HOPMBI.
MonekynspHO-TCHETHUYECKIM METOIOM HE OBLIO BBI-
SBIICHO MYTalluii B T€HaX HamOoJiee YacThIX IMPUYUH
reHeTudecku nerepmuHupoBanHoi JIB/l (maromormde-
CKOHM 3KcnaHcuu 1moBTopoB B reHe CYorf72 n mytauuit
B reae GRN), Taxke HEe ObUIO BBISBICHO TCHETHUECKOM
MPEIPACIIONOKEHHOCTH K pa3BUTHIO BA (IIpu TeHoTH-
nupoBanuu APOE BeisiBiensl amienu €2/e3). Ilpu wuc-
caegoBanuu LICXK : oOmuii ananmus — 0e3 OTKJIOHEHUH,
Npy aHanu3e Ha Ouomapkepbl BA BBISBICHO CHIDKEHUE
ypoBHs Oera-ammtonsa 1-42 no 580 nr/min (moaTBepxk-
JIEHHOE TOBTOPHBIM HCCIIeoBaHKEeM, HopMma > 600),
ypoBeHb (ocopunupoBanHoro Tay-oeika 181 B mpe-
Jienax HopMel (2 mir/mit ipu HopMe < 50).

Hannuue OpanvkuHE3WM B KIMHUYECKOH KapTHUHE
JTAHHOTO TaIlMeHTa OBUIO PacCMOTPEHO B pamKax Ipo-
SBJICHUM CHHJpOMa NapKMHCOHM3MA, 4aCTOTa KOTOPOTO
y manueHToB ¢ BA moxet BappupoBats oT 12 1o 92%
CJIy4aeB B 3aBHCHUMOCTH OT CTaauu 3a0oieBanus [13].

B cooTBeTCcTBUY C KITMHUYECKON KAPTUHOM U PE3YIib-
TaTaMu 00CJIeIOBaHUS MALIMEHTY HA OCHOBAaHUH KpHUTe-
pueB Ossenkoppele R u coasr. [9] ycraHoBIeH quarHo3
BO3MOXHOT0 NMBBA, a B COOTBETCTBUM C pEKOMEHAALN-
amMu MexryHapogHo# padodedt rpynmsl [3] Takxke ana-
THOCTUpPOBaHa BO3MOkHas BA.

Oocyxnenue. C MmoMeHTa mepBoro onucanus JBbA
NaToJIOTUs albLIeMEPOBCKOTO THIA CTAOMIIBHO BBISIB-
JISUTach 1O JAHHBIM ayToricuu y 5—20% narnueHnToB ¢ pu-
JKU3HEHHO YCTaHOBJIEHHBbIM nuarHo3oM nBJIBJl [14].
DTOT (haKT CBUIETEIILCTBYET O HEOOXOUMOCTH HCIIOJb-
30BaHusl OnoMapkepoB BA, naske mpu penkux aTHIIN4-
HBIX (peHorumax 3abonesanus [15]. Crenmduyeckux
KJIMHUYECKUX TPU3HAKOB, TO3BOJSIIOMIUX MPEANOo-
*HuTh BA y manmeHnta ¢ HapylnieHWeM TOBEICHUS W/
WM ynpasistonmx QyHKuui, He cymectByet. Cornac-
HO JaHHBIM JINTEPATYypHl, TEHETUYECKHE MpU3Haku bA
(BKITIOYAFOIIHIE CEMEHHBIN aHaMHe3 BA M HOCHTEIBCTBO
amtenst APOE-€4), a taxke Oonee BBIpaXeHHbIE HAPY-
LIEHUS STHU30NYECKON MaMSITH MOTYT OBITh HCIIONIBb30-
BaHBI JUIs TIPEATIONIOKEHHS Auarao3a bA y mamueHToB
¢ nBJIB/l-mono6HbM cruHapoMoM. OmHAKO, COTIACHO

Pucynok 1. MPT ronosHoro mo3ra nanuenra K. (T1-B3Bemennoe nzodpaxenue).

Ilpumeuanue: a — KOpOHapHas MPOEKIHs, O — aKcHalbHAs MPOEKIHS, B — CArHTTaJbHAS MPOCKIHSL.
Figure 1. MRI of the brain of patient K. (T1-weighted image).
Note: a— coronary projection, 6 — axial projection, B — sagittal projection.
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MOCJIEHUM HCCIIEOBAHUAM, /10 TIOJOBUHBI MAIlUEHTOB
¢ nBJIB/l uMerT HapyleHus: KPaTKOBPEMEHHOM mamsi-
TH, YTO MOXKET OBITh CBSI3aHO KaK C HAPYLICHUEM CTpa-
Terun OOy4eHHUs BCIENCTBUE JTOOHON MUCYHKIINHU, TaK
Y HapyIIeHHUEM IPOIIECCOB KOHCOIMIAINU BCIEICTBUE
arpouH MEAWAIBFHBIX OTAEJIOB BUCOYHBIX noneit [16].
Pe3ynbprarhl KpynHEMIIero Ha CErOAHAIIHUN A€Hb HC-
CJIEZIOBaHUS TOKA3bIBAIOT, YTO TP JIOOHOM BapUaHTE
BA nannple HEWPOBU3yaIH3AINHN JEMOHCTPUPYIOT TIpe-
oOnamaHie BUCOYHO-TEMEHHON aTpoQuH, OTINYArOIIEH
ee ot JIB/I, npu KOoTOpOoi oTMedaeTcs NPEeuMyIleCTBEH-
HO J1I00Has atpodwus [15]. B cBsa3u ¢ 3TuM, psig aBTOpOB
MpeAaraeT OTKa3arbCsl OT Ha3BaHUS «JIOOHBIN BapUaHT
BA» B monp3y MOBENEHYECKOTO BapuaHTa W BapuaHTa
C TpeoONalaloIuM HapylIeHHEeM YIPaBISTIONHX (yHK-
IIUH, TTOCKOJIBKY 3TOT aTUIHYHBIA BApUAHT MOXET He 3a-
TparvBaTh B HACTOJBKO BHIPRKEHHOW CTETNIEHH JOOHBIE
N0, KaK CYUTAIOCh paHee. CumrTaercs, 4yTO BHCOY-
HO-TeMEHHas arpoQus, KaK MPaBHIIO, CBUAETEILCTBYET
o nmaronoruu BA He3aBHCHMO OT KIIMHUYECKOTO BapHaH-
Ta, BKJIIOUas mpeodiajaroye MmoBeIeHYecKie HapyIe-
Hus [17, 18].

B 00oux ciyuasx obparaer Ha ce0sl BHUMaHUE paH-
Hu# 1e0roT 3a0oneBanus (B Bo3pacrte A0 65 jer) u npe-
MMYIIECTBEHHOE TpeobiaaHie B KIMHUYECKOH Kap-
THHE TOBEICHYeCKUX M3MeHeHwi. lpu TectupoBanum
MAIMSHTOR 10 AJICHOPYKCKO# IIKaJie y 000UX HarleH-
TOB BBIIBISIIOCH NMPEUMYIIIECTBEHHOE CHIDKEHHE B JI0-
MEHE MaMsTH, a TaKKe€ UMENH MECTO COIMyTCTBYIOIINE
HapyIICHUS YIPaBIAIOMUX (yHKIHH, TPH OTHOCHUTEIb-
HO COXPaHHBIX (PYHKIIUAX PEUU U 3PUTEILHO-TIPOCTPAH-
CTBEHHOTO THO3HMCA; TAK)Ke B 00OUX CIIydasx OTMEYEHO
HaJIMYUe BRIPAKECHHOW JTOOHOH AUCHYHKIUY ¢ HApYIIIe-
HUEM TPOTPaMMHPOBaHUs. Y MEPBOTO MAIlMEHTa OTCYT-
CTBOBAJIM aHAMHECTHYECCKHE JIAHHBIE 00 OTATOIIECHHOM
HACJIEZICTBEHHOCTH, TOTJ][a KaK y BTOPOTO IalleHTa
JIeMeHIIMeN crpanana marb. [larTepH Helpoaerenepa-
THBHOTO TIpollecca MO JaHHBIM HEWPOBU3yalln3alluu
OBLI CXOXK: B 000WX CiTydasix arpoduiyeckre n3MeHEHUsI
nmpeobnasany B 00NacTH BHUCOYHO-TEMEHHBIX JIOJIEH,
a COITyTCTBYIOIIlee BOBJICUEHHUE JIOOHBIX JOJNEH HOCHIIO
MeHee BBIpaKeHHBIN xapaktep. OTKIOHEHHS B TOKa-
3aTeNgx JIMKBOPHBIX OnMomapkepoB BA B o0omx ciyda-
SIX He OBUIM CTONb BBIPAKCHHBIMH: OTMEYAJIOCH JIHIIh
HE3HAYHUTENbHOE CHIDKeHHEe ypoBHS AB1-42 mo oTHO-
IMICHUI0 K peepeHCHBIM 3HAYCHHSM, TOT/a KakK IOKa-
3arenu (ocHOPHUINPOBAHHOIO Tay-0eiKa IOJIHOCTHIO
cooTBeTcTBOBa)IM HOopMe. ClieyeT OTMETUTh, YTO He-
CMOTpsI Ha HEOOJIBIIIOE OTKIIOHEHNE OT HOPMBI B ITOKa3a-
tene AB1-42 B HCXK (560 nr/ma u 580 nr/mit npu HOp-
Me > 600 rr/mit), B OONBIIMHCTBE HAMH UCCIICA0BAHHBIX
CJIy4aeB 3JI0OPOBBIX JOOPOBOIBIEB (COOCTBEHHBIC He-
OmyONMMKOBaHHBIE NaHHBIE) mMoKazatens AP1-42 mpe-
Beimand 1000 mr/mi, 4To MOMKET CBHIETEIHLCTBOBATH
0 3HAYUMOM CHH)XEHHH. MOIEKYIIPHO-TEHETHIECKUM
HCCIIEZIOBAaHUEM Yy O0OUX MAIIMEHTOB OBUIH HCKITFOYECHBI
Hamboyee paclpoCTPAaHEHHBIE TE€HETHYECKHe (OPMBI
JI00HO-BUCOYHOM JIEMEHIIMH (MCKITFOYEHO HOCHTEIHCTBO
MaTOJIOTMYECKOM dKCIaHcuu B reHe C9orf72, OTCYyTCTBO-
BaJi MyTaluu B reHe GRN), a Takxe He OBLJIO BBISBICHO
TECHETHYECKOH MPEAPACIIONOKEHHOCTH K Pa3BUTHIO bA,
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CBsI3aHHOM ¢ TeHOM A POE — TiepBBIN TAMEHT SIBIISAJICS
TOMO3UTOTHBIM HOCHUTENEM HEHTpPaIbHOrO B OTHOIIIE-
oUW prucka BA amrens €3, Torma kak BTOpO# OBLT reTe-
PO3UTOTHBIM HOCHUTEIEM NPOTEKTOPHOTO B OTHOILIEHUU
pasButus bBA amnens €2. OrpanndeHneM s MOCTaHOB-
KM OKOHYaTeJIbHOTO AMAarHO3a BO BTOPOM CiydYae, OTd-
TOIIEHHOM CEMEWHBIM JOMWHAHTHBIM aHaMHe30M (Te
JeMEeHIMel cTpaiana MaTh MalUeHTa), MOXKET SIBJISTCS
HETOJTHOE TEeHEeTHYecKoe obOcienoBaHne — He MPOBO-
nwuicst ananus reHoB bA u penkux renoB JIB/I.

Takum o0Opa3oMm, HH KIMHHYECKOE OOCIerIoBaHNE,
BKJIIOYAIOIIEE JETANBHYIO OLIEHKY HEBPOJOTMUYECKOTO
cTaryca M HEHPOICHXOJIIOTHYecKoe o0cienoBaHue, HU
JTaHHbIE aHAMHE3a, HA Pe3yJbTaTbl HEHPOBU3YyaIn3alluu
HE MOIVIM JIOCTOBEPHO YKa3aTh Ha JIE)KAIyI0 B OCHOBE
KJIIMHUYECKON KapTUHBI aToJIorvi0. BeIsBIeHNE CHIXKE-
Hus ypoBHs APB1-42 B LICXK mo3Bonmio guarHocTrpo-
BaTh y MallMEHTOB BA mpu aTUNIMYHOM TEYEHHU B BHJE
nobHoro BapuaHTa. OnHAaKO, MPUHUMAs BO BHUMaHHE
OTCYTCTBHE MCCIEOBaHUS Ha MyTanuu B reHe MAPT
(xoTOpBIe, BIpoUeM, SBISIOTCS peakoi mpuanHoi JIB/]
B KOTOPTE POCCHICKHX TarueHToB [19]) u orcyrcTBue
HA/ICKHBIX OMOMapKepoB APYTrux (popM remeHnui, y 00-
CJIEZIOBAaHHBIX MAIIUEHTOB HEJB35 IOJTHOCTHIO UCKITIOUNTh
coueTaHHyI0 Taroyoruto [24, 25]. IIpoBeneHHoe wmccle-
JOBaHHE TIOKA3bIBACT HEOOXOAMMOCTb WHIMBHUyaTbHON
WHTepHIpeTanuy pe3yasraToB ananmsa L{CXK Ha 6mnomap-
Kepbl BA y GONBHBIX ¢ KOTHUTUBHBIMH HAPYIICHUSMH.

KoH(IuKT uHTepecoB. ABTOPHI 3asBISIOT 00 OT-
CYTCTBHHU KOH(IIMKTA HHTEPECOB.

®uHaHcupoBanme. VccrenoBanne He mMmeno ¢u-
HaHCOBOM MOJIEPKKH.
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