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bokoesoii amuompoghuueckuii ckaeposz (bAC) seasemcs kaunuvecku u namoeeHemu4eckKu eemepo2eHHsiM 3a6oaeeanuem. Kiunuveckas
2emepo2eHHOCMb Onpedensemcs NepeoHAYANbHOU A0KAAU3AUUeH RAMOA02UHECK020 NPOUeccd, 8apuadesbHOCMbI COYeManUs NPUSHAK08
NOPANCEHUS 8ePXHE20 U HUICHe20 MOMOHEIPOHO8, 803DACMOM 0e0Ma, MeMHOM NPOPECCUPOBAHUS, HACACOCMBEHHOU NPEOPACNON0NCEH -
HOCMbIO, @ MAKdce HaAuvuem HemMOmopHbIX nposeaenuil. Onucano 60avuoe Koauuecmeo opm 6oaesnu (nepeutHbliit 60K080U CKAEPO3,
npoepeccupyrwas MolueuHas ampopus, npoepeccupyrouuil Oya0apHblil napauy, CUHOPOM «CeUCARWUX pyK» U 0p.), Komopble 6 psde
cayaes paccMampugaticy KaxK Camocmosmenvtble H030402u4ecKue Gopmul uz-3a 0C00eHHOCMeE A0OKAUIAUUU NAMOA0UMECK020 NPOYeC-
ca, meueHus u npoeHo3a bonesnu. B nocaednue 200bi noayueHsl 00KA3aMeNbCMEA 2eHeMUHECKOl U NAMO2eHeMUHecKoll 2emepo2eHHOCMU
BAC. 3nauumenvhas eemepoeeHHOCmb 00yCcA08AUBACH CAONCHOCMU NOCMPoeHUs eduHoll Kaaccugurauuu BAC. Obwenpunsmole kaaccu-
gukayuu, ucnoavsyemole 6 duacnocmuyeckux kpumepusx El Escorial uau Mexcoyrnapoonoti kaaccugpukayuu 6oaesneii 10-20 nepecmompa,
He YHUMbIBAIOM 8ANCHbIE 8 NPAKMUHECKOU 0esimeabHOCMU 0coOeHHOCMU O0ae3HU. B cmambe 00cyscoaemcst KAUHUYECKas 2emepo2eHHOCHb
BAC, cpasrusaiomces umerouuecs: ce200Hs eapuanmsl kaaccuguxayuu. Onucana Ho8as KAACCUQUKAUUOHHAS CUCMeMd, YHUMbI8AIOuasl
DpasHbvle 0cobeHHOCMU 00Ae3HU U NO360AANUWAS YAYHUUMb ROHUMAHUe MHo2000pa3us BAC na cospemennom smane uzyuerust 601e3HuU.

Karouegvte caosa: 60xo60ii amuompoguueckuii ckaepos, 601e3Hb 08U2AMeNbHO20 HEPOHA, Nep8utHbLil D0K080II CKAEPO3, NPOSPecCUpyiouas
MbluieuHas ampoghus, npoepeccupyoujuii 6y160apHbiii nApaIu4, KAUHUMECKas 2emepoeeHHOCMb, KAacCupuKayus
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Amyotrophic lateral sclerosis: Clinical heterogeneity and approaches to classification

L.S. Bakulin, 1.V. Zakroyschikova, N.A. Suponeva, M.N. Zakharova
Research Center of Neurology; 80 Volokolamskoe Shosse, Moscow 125367, Russia

Amyotrophic lateral sclerosis (ALS) is a clinically and pathogenically heterogenic disease. Clinical heterogeneity refers to the initial local-
ization of the pathological process, the variability of the combination of signs of upper and lower motor neuronal damage, the age of the on-
set, the rate of progression, hereditary predisposition, and the presence of non-motor clinical manifestations. A large number of forms
of the disease are described (primary lateral sclerosis, progressive muscular atrophy, progressive bulbar palsy, flail-arm syndrome, and
others), which in some cases can be considered as independent diseases due to the localization of the pathological process, disease course
and prognosis. In recent years, convincing evidences of the genetic and pathogenetic heterogeneity of ALS have also been obtained. Large
heterogeneity makes it difficult to create a unified classification of ALS. Formal classifications used, for example, in the diagnostic criteria
of El Escorial or the International Classification of Diseases of the 10th revision, do not take into account many of the important features
of the disease. The article describes the clinical heterogeneity of ALS. The proposed classifications are compared. A new classification sys-
tem that taking into account various features of the disease and can improves understanding of the diversity of ALS is described.

Key words: amyotrophic lateral sclerosis, motor neuron disease, primary lateral sclerosis, progressive muscular atrophy, progressive bulbar
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BsepeHue

Boxkosoit amuorpodryeckuii ckiepos (BAC) — Heitpo-
JlereHepaTUBHOE 3a00JIeBaHNE, IIPOTEKAOIIEe B THITMIHBIX
CIIyJasix ¢ TIOpaXeHWEM MOTOPHOM KOpBI, KOPTUKOCITH-
HaJIBHBIX M KOPTUKOHYKJICAPHBIX ITyTeil U nepudepmae-
CKMX MOTOHEHPOHOB CTBOJIAa 1 CITMHHOTO MO3ra. 3aboie-
BaeMOCTb COCTaBJIIeT B cpeaHeM 2—3 ciydad Ha 100 ThIc.
HaceJleHWsI B TOI, pacIlpocTpaHeHHOCTh — 1,1-8,2
Ha 100 Teic. Hacenenwus [1, 2].

Kmnyeckast 1 Mopdorornueckast ocooeHHocTh BAC —
CcoYeTaHMe MOpaKeHUsI BEPXHETO W HIKHETO MOTOHEHPO-
HOB — OBIJIa pacCMOTpPeHa OCHOBOITOJIOXXHUKOM COBpE-
MeHHoi1 HeBposiornu J.M. Charcot B nepuoz, 1869—1875 rr,
YTO HAIIUIO OTpakeHNe B Ha3BaHUU 00JIC3HU, OCTABIIINM-
¢ Hem3MeHHBIM U ceronHs [3]. B XIX Beke B KauecTBe
CaMOCTOSITEIBHBIX KIIMHUIECKNX CHHAPOMOB OBILIIN OITH -
CaHBI Iporpeccupymoias MbimregHast arpodust (IIMA)
(F. Aran, 1848), mepBuuHBIi1 60K0BOI cKiIepo3 (ITBC)
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(W. Erb, 1875) u mporpeccupyroIumii 0yIp0apHBIif Tapa-
sy (ITBIT) (A. Duchenne, 1860) [3, 4].

B TeueHme mImMTEIPHOTO BpeMEHH B3aMOCBSI3b MEXK-
ny BAC, TIBC u IIMA ocraBanach HeU3BeCTHO. Tak,
J.M. Charcot paccMaTpuBa IepeInCcIeHHBIC COCTOSHMUS
KakK OTHe/IbHbIE CMHAPOMBI, B TO BpeMs Kak J. Dejerine
u W. Gowers CYATaId WX IPOSIBICHUSIMU OTHOI 0oJie3-
Hu [4]. B cratbe «[IpobiieMa mepBUYHOTO OOKOBOTO CKJTe-
po3a», onyoirKoBaHHO# B 1946 1., 1.S. Wechsler u S. Bro-
dy ormeuarot, yto kimHuKa u TedeHue I[1bC, ITMA u BAC
OTJIMYAIOTCS, YTO TTO3BOJISIET pacCMaTPUBaTh UX KaK OT-
JIeJIbHBIC IeTeHepaTUBHBIC COCTOSTHUS («CKIIEPO3bI») [5].

B 1933 . W.R. Brain npemioxwn TepMUH «00JIe3Hb
nBurareabHoro HeiipoHa» (B H) mist o0benmHeHMST K-
HUYECKU pa3HBIX BAPUAHTOB B OIHY OOIIYIO TMAaTHOCTH-
yeckyro Kareropuio [6]. B pamkax B/IH nanbonee gacto
paccmarpusalorces 4 ocHoBHBIE hopMbl: BAC, ITMA, ITBC
u I1BI1. Takoii moaxon ucnoab3yercss B MexayHapogHO
knaccupukanmm 6omesHeit 10-ro mepecmorpa (MKbB-10),
B Kotopoii B/IH kogupyercs B pyopuke G 12.2, BKioua-
tforieit mommumo BAC taxke ITMA, TTBC u ITBIT [7]. Ceron-
HSI WICITOJIb30BaHME 3TUX TEPMUHOB OTIMYAETCSI B Pa3HBIX
crpaHax: B ogHux ITMA u IN1BC Bximouatot B coctaB BAC,
B IPYTUIX — pacCMaTPUBAIOT B KaYECTBE CAMOCTOSTEIBHBIX
dopm BIH [8, 9]. B Poccuut IIMA u I[1BC tpamuiimoHHO
paccMmarpuBaioTcs Kak roaTunbl BAC, B kagecTBe ero Tie-
pEeIHEPOTOBOIi M BBICOKOI (hopM cooTBeTcTBeHHO [10, 11].

PazHbIMUI aBTOpaMM MPEUTOKEHBI ¥ IPYTHE TEPMUHBI
IJIST peIKNX KIMHUYECKUX BapUaHTOB, IIPH 3TOM OIHH
1 T€ K€ OIpeAeJIeHUs] MOTYT MCIIOJIb30BaThCS IIPH OITHCA-
HUW CUHIPOMA, KIIMHUIECKONW (DOPMBI WIJIM OTIACIHLHOTO
HO30JIOTMYECKOro BapuaHra [8, 12—14].

B mocienaue Tompl B CBSI3M ¢ aKTUBHBIM pa3BUTHEM
MOJIEKYJISIPHOM TeHETUKU, HEMPO(U3NOIOTMIECKUX 1 HEMPO-
BU3YaIM3aIIMOHHBIX METOIOB MCCIICIOBAHNS CUTYAIIVSI CIIIe
bostee ycIoXHMIACh. Tak, OqHA M Ta Xe MyTalllsl MOXET
MIPUBOANTL K Pa3BUTUIO COCTOSTHUI, TPaKTyeMBIX KakK
pa3Hble (POpMBI WIIM Jaxke HO30JOTMIECKHE KaTeTOpUU
[15, 16]. ITossBAsteTcs Bce OOMbIIE JaHHBIX O MYJIBTHCH-
CTEeMHOCTHU TOpakeHus HepBHOM cucteMbl mpu BAC,
HaJIMYUH OOJIBIIIOTO YHCIIA IIEPEKPECTHRIX (POPM U 3HAUM -
TEJbHOTO TeHeTUYecKoro pasHooOpasus [17]. Takum
00pa30oM, BEIpaKeHHasI KITMHUYECKAsI TeTepOreHHOCTh U pa3-
JIMYME B3TJISIIOB Ha HO30JIOTMYECKYI0 CAMOCTOSITEIbHOCTD
KIMHWYECKNX BapHMaHTOB OOJIC3HUW Y TpeIcTaBUTEICH
Pa3HBIX IIKOJI OCIOXHSIOT ITOCTPOCHNE SIMHOM KJIaCCH-
¢dukaumoHHoi cuctemsl BAC.

ITo maHHBIM OTeYeCTBEHHBIX U 3apyOCKHBIX MICTOUHM -
KOB B CTaThbe MpOaHAIN3NPOBaHa KIIMHIYECKAs TeTePOTeH-
HocTh BAC, sByIsIOIIasicss OCHOBOM IIJIST IIOCTPOCHUS pa3-
HBIX KJTacCU(UKAIIAIA Y TIPEICTABUTEICH pa3TMIHBIX IITKOJT.

RnuHuyeckaa remeporeHHocmb

GoKoBOro amuompodiu4ecKoro ckneposa

BAC sBnsieTcst KpaiiHe reTepOre HHbIM ¢ KIIMHUYECKOM
TOYKHU 3peHUs 3a001eBaHueM. [eTepOreHHOCTh KacaeTcst

TIepBOHAYAIBHOM JIOKAIM3AIUK TIATOJIOTMIECKOTO IIPO-
1ecca, BapruabeIbHOCTH COYETaHMST IIPU3HAKOB ITOpaxe-
HUS BepXHETO M HIDKHETO MOTOHEWPOHOB, BO3pacTa Jie-
010Ta, HACJICICTBEHHOM IIPEAPACTIONIOKEHHOCTH U TEMIIa
MIPOTrPEeCCUPOBAHMS, 4 TAKKE HATMIMS HEMOTOPHBIX KITH -
HUYECKUX TTPOSIBIICHUIA.

Jlokamu3anusi maToIOrMYECKOro mpoiecca B jaedioTe
00se3nM. B 3aBICMOCTH OT IIepBOHAYAIBLHOM JIOKAIM3a-
LIMU TATOJIOTMYECKOTO IIPOIIECCa B aHIVIOSI3BIYHOM JINTE-
paType TIPUHATO BBIAEHATH 2 OocHOBHBIE (popmbl BAC:
CITMHAJIBHYIO U Oyne0apHyto [9]. Cnunasvnas gopma 60-
JIE3HW B KJIACCUYIECKUX CIIyJasx HAeOIOTHUPYET acMMMeET-
PUYIHOM CJTIAGOCTHIO U TUIIOTPOMHUEH MBIIII PYK VJIM HOT,
KOTOpHBIE COIPOBOXIAIOTCA IpH3HAKAMU ITOPaKECHUS
BEpXHETO MOTOHEHPOHA: CIIACTUYHOCTBIO, CYXOXIIIBHOM
rureppedaeKCueit, MaToJIOTMISCKIMU pedeKcaMu, KII0-
HycaMH. B oredecTBeHHOI KiacCU(MKAIIUM B pamMKax
CITMHAJIBHON (DOPMBI OTIOEIHHO BBIACISIOT MOSCHUYHO-
KPEeCTLOBYIO M IIeHHO-TpyaHYI0 (popMsl [10, 11]. CreneHnb
BOBJICUCHUST BEPXHETO 1 HIDKHETO MOTOHEHMPOHOB MOXET
OBITh pa3HOI, OMHAKO B OOJBIIMHCTBE CIIydaeB (popMupy-
eTCS TIPaKTUIEeCKU IMaTorHOMOHMYHBIN it BAC cuHmpoM
CMeEILIaHHOTO (CMAaCcTUKO-aTpodUUecKoro) napesa. Myxuu-
HBI 3a00J1€BAIOT HECKOJILKO Yalle xeHuH [18]. Pacrmpo-
CTpaHEHUE MaTOJIOTMYECKOTO MPOLIECcca YacTo (HO He BCEerna)
TIPOMCXOINT B COOTBETCTBHMHM C TIPMHILIMIIAMHI HEMPOaHATO-
MUM (HammpuMep, y MalueHTa ¢ MOSICHUIHO-KPECTIIOBOM
(opMoit Ha cremyomeM 3Tare IPOUCXOOUT ITOPakKeHUE
MBIIIIII PYK, a He Oy/IB0apHOI MycKyIaTypsl) [19].

B otedecTBeHHOI JIMTepaType B paMKax (DOPMBI CO CITH-
HaJIBHBIM TeOI0TOM OTIEIBHO BBIACIISIIOT UleliHyio popmy
6onesnu [20]. DTOT BapuaHT ABISETCA KpallHE PEIKUM,
U CBSI3aH OH C TIEPBUYHBIM ITOPaXKeHNEM MOTOHEHPOHOB
eiHbIX cerMeHToB (C, —C,) CIMHHOTO MO3ra; B aHIJIO-
SI3BIYHOM JINTEpaType eMy COOTBETCTBYET TaK Ha3bIBacMast
«(popma ¢ pecriupaTopHBEIM HadasioM» [21]. Knmnanyecku
mIeitHast (hopMa IIPOSIBIISIETCS IIPOTPECCUPYIOIINM Tape-
30M aradparMel C pa3BUTHEM HEMPOTeHHOI TbIXaTeIbHOM
HEIOCTaTOYHOCTH, MHOTIA OMHOBPEMEHHO C 3THM MOXET
TOSIBISITBCSI TApe3 MBIIII] KUCTEH ¢ TUIIoTpodueii. B psime
CJIyJaeB B KaueCTBE IIPOIPOMAIIBHOTO CHHIPOMA OITMCAHO
3HAYNUTEIbHOE CHIDKEHIE MAaCChl TeJIa 32 HECKOJIBKO MeCsI-
IIEB 10 TIOSIBIICHUSI IBIXaTeJIbHOM HEIOCTAaTOYHOCTH. DTa
(opma gare BcTpeyaeTcst y MyXKUrMH. MeauaHa BeDKIBac-
MocTH cocrasisieT 1,4 roma [18].

st 6yavbapuoit hopmot 6OIIE3HN XapaKTEPHO Pa3BUTHC
MIPOTPECCUPYIONIETO OYIEOAPHOTO CHHAPOMA (IU3apTpHs,
mucdarug, nmape3 MITKOTo HEOa, aTpodUdecKuil mapes
SI3bIKa ¢ GUOPWIISIIUSIMA) B COUYETAHUU C TIpU3HAKaAMU
TMOopakeHNsT KOPTUKOHYKJICAPHBIX BOJIOKOH (OXWBJICHUE
HIDKHEUEITIOCTHOTO pediiekca, OXXHUBJICHIE PeIIeKCOB ¢ MSIT-
KOTro HEOA M 3aaHEel CTEHKH TJIOTKU, PehIeKCH OPAIBHOTO
aBToMaTH3Ma). Hepemko yxe B ie610Te 00J1€3H BEISIBIISICTCS
pacrpocTpaHeHHasT CyXOXMIbHAs TUTIepPedICKCHSI, CBU-
JIETSTBCTBYIONIAS O TeHEPAIM30BAHHOM MaTOJIOTMYECKOM
nponecce. JlarHast (popma BeTpedaeTcs HECKOJIBKO Yalie
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y XeHIIWH. XapaKTepHO 0oJiee YacToe pa3BUTHE KOTHH-
TUBHBIX HAPYIICHUI 1 IeMEHIIUM, 9YeM TIpU APYTUX Ghop-
max BAC, a takxke Hayajo B OoJiee IMO3THEM BO3pacTe.
IIporHo3 xyxXe, 4eM Ipu CIIMHAJIBHON (hopMe (MearaHa
BBDKMBAEMOCTH COCTABIISIET OKOJIO 2 JIET) B CBSI3M C paH-
HUM pa3BUTHEM IUCGharuu 1 HyTPUTUBHOM HETOCTATOU-
HoctH [9, 18].

CreneHb BOBJI€YEHHSI BEPXHEr0o M HIDKHET0 MOTOHENi-
poHoB. [I1s1 Kimaccnueckux ciydaecB BAC xapakrepHo Ha-
JIMYMe TPU3HAKOB COYETAHHOTO IMOPAXECHMS BEPXHETO
1 HIDKHETO MOTOHEPOHOB. DTOT IIPU3HAK 3aKPEIIeH KaK
OCHOBOIIOJIATAIOIINI B KPUTEPUSIX AuarHOCTUKH BAC
El Escorial [22]. B exxeqHeBHOM KIIMHNYECKOM TTPaKTHUKE
CYIIECTBYeT, OOHAKO, 3HAYWUTEJIbHAas TeTepOTeHHOCTH
CTETICHU TTOPAXEHMST BEPXHETO M HUKHETO MOTOHEPO-
HOB y OOJIBHBIX, BKJTIOUAs KpaitHue (hOpMBI — C U30JIMPO-
BaHHBIM ITOPAKEHNEM TOJIEKO HIDKHETO WA TOJIBKO BEPX-
HETro MOTOHEHpOHa.

Dopmot ¢ npeumyulecmeeHHbIM NOPANCEHUECM HUNCHE20
momoneiipona. IIMA nipencrasnsier coboit popMy ¢ U30-
JIMPOBAaHHBIM ITOpaXkeHWEM HIDKHETO MOTOHEHpOHa.
Knunuyecku ITMA cxonHa co cmMHaIbHBIMM aMUOTPO-
¢ussMu ¢ 1e0I0TOM BO B3POCJIOM BO3pacTe, OMHAKO OTJIH-
YaeTcs acMMMETpUel CHUMIITOMATHUKU B Ie0I0Te M He-
CKOJIbKO 0oJiee OBICTPBIM IporpeccupoBaHueM. KpaitHe
PEIKO ONMCAHBI CIyYau Hadaua 00Jie3HH ¢ OyIb0apHOTO
MMapajnya ¢ IOCJIeAyIOIINM Pa3BUTHEM BSIJIOTO aTpodmde-
cKoro mapesa Mol KoHeyHocTel. ITMA cocTaBisier
0k0J10 5 % Bcex cnyuyaeB BJIH. XapakrepeH 6ojiee Garo-
MIPYSITHBINA IIPOTHO3, YeM ITpH KiTaccmyeckux ciydassx BAC.
o HacTosIIIIero BpeMeH! HO30JIOTHIECKAsk CAMOCTOSITEITb-
Hoctb [IMA ocTaeTrcst TMCKYCCHOHHBIM BOTIPOCOM, TaK KaK
y yactu (1o 60 %) nmaLueHTOB IPU3HAKY IOPaKEHUS BEPX-
HET0 MOTOHEMpPOHA MOTYT OBITH BBISIBJICHBI IIPU UCIIOJIb-
30BaHUH COBPEMEHHBIX HEMPODU3NOIOTUICCKIX 1 HEl-
POBU3YaTU3aIIMOHHBIX METOIOB, a TAKXKE TP ayTOIICUU
[23—26]. KpomMe Toro, mmo maHHbIM J. Visser 1 coasrT.,
y 30 % naunenTtoB ¢ [IMA cMMITOMBI MOpaXeHUs BEPX-
HETro MOTOHEWpOHA TOSBISIOTCS yXKe B TedeHmne 18 mec
noce Havaja 6ome3nu [27]. F. Agosta u coaBT. ipeiara-
0T B KJIMHWYECKON IIpaKTWUKE YCTAaHABIMBATh IUArHO3
BAC 1ipu m301MpoBaHHOM MOPaXXEHUH HIDKHETO MOTO-
HelipoHa 0e3 TPU3HAKOB BOBJICYCHUSI BEPXHETO MOTO-
HelipoHa B cirydae xapakTepHoro mist BAC nmporpeccupo-
BaHUs 6oe3HM [28].

B pamkax BapraHTa ¢ M30JIMPOBAHHBIM ITOpaKEHUEM
HIXKHETO0 MOTOHEHPOHA OIMMCAHO eIlle HECKOJIBKO (hopMm,
Ha3BaHME KOTOPBIX OCHOBAHO Ha JIOKAJTU3AIIUY ITATOJIOTH-
YeCKOTO MpoIiecca, OIpeaesonieit cBoeodpa3ne KIMHM-
yecKuxX nposiBiieHuid. Cundpom «ceucarouux pyk» (CCP)
(flail arm syndrome) xapaKTepr3yeTCsl OTHOCUTEIIBHO M-
JICHHBIM Pa3BUTHEM BepXHE, IIPEUMYIIICCTBEHHO ITPOKCH-
MaJIbHOM aMuoTpodudeckoii maparuiernu [29]. B nurepa-
Type UMEeTCSI MHOTO OITpeNeICHUI IJIsI JaHHOTO BapruaHTa
6ome3Hm — mredesionarouHas opma BAC, cunnpom Bronb-
nuaHa—bapHrapra, CHHIPOM «pa300JITaHHBIX PYK», CUH/I-

pOM «deJIoBeKa B OOYKe», IUIeUeBast aMHUOTpodrIecKast
muruterus [9, 13, 14]. XapakrepeH cBoeoOpa3HbI BHEIII-
HUN BUI MAIIMEHTOB CO CBUCAIOIIMMM PYKaMU, COXpaH-
HOCTh HEKOTOPBIX IBVDKCHHUI B KHMCTSIX IPU OTCYTCTBUU
MOTOPHBIX HapyIlleHW# B Horax. B oTeuecTBeHHOI TNTE-
paType TaHHBIM CUHAPOM OIMCAH B paMKaXx IIeiTHO-TPYI-
Hoit ¢opMbl BAC ¢ mpenMylecTBEHHBIM TTOpakeHUeEM
MPOKCUMAJILHBIX MBIIII; TIPY 3TOM TaKKe HaOIIomaeTcs
MHWHUMAaJIbHASI BRIPAXXKCHHOCTh MUPAMHUIHON CUMIITOMA-
tuku [10]. OT™MedaeTcss 3HaYuTEIbHOE TIpeobIagaHue 3a-
6oJreBaHMS Y My>kurH (0Kojo 4—9 mpotms 1) [30, 31].

Hexkoroprie aBropbl TepmMuH CCP ncronb3yior 6osee
IIMPOKO — IJIT 0003HAYCHMS CITydaeB M30JMPOBAHHOTO
MopaxkeHMsT HIDKHETO MOTOHEPOHA Ha IIeiTHO-TPYITHOM
YPOBHE C IEPBUYHBIM MOPAKEHNEM KaK IPOKCUMAJTbHBIX,
TaK M OUCTAJIbHBIX MBI, [IpenMyIiecTBeHHO OUCTab-
HOe pacIipefie/ieHe MBIIIIEYHOU Cc1a00CTH B ACOIOTE OT-
meuaeTcst y 40 % malnreHTOB, HECMOTPS Ha (hOpMUPOBAHUE
KJIaCCHYECKOro (heHOTHIIa OOJIE3HM IT0 Mepe TIPOTrpeCcCH-
poBanus [29]. CuMMeTprUHOE pacrpeecHIe CIab0CTH
¥ TUIIOTpOUit HaOIIOHACTCS IIPUMEPHO Y YCTBEPTH TIa-
IIMEHTOB, OMHAKO B Ie0I0TE ITPAKTUIECKH BCETIa OTMEeYa-
ercsa acummertpus. JlanHas ¢opma bB/IH gacto BeI3bIBaeT
IuarHoctudyeckue ciioxHoctu. Ilo manHeiM A. Hiibers
¥ COaBT., HETIPAaBWJIbHBIIN TUarHO3 W3HAYaJIbHO yCTaHAB-
nuBaercs y 54,8 % maumeHTtoB. Yaiiie Bcero ommbO4YHO
JMUArHOCTUPYIOT MOTOPHYIO MYJIETH(OKATEHYIO HEUPOITATHIO
(26,0 %), cunapom KapranbHoro KaHaiaa (17,0 %), cru-
HaJIbHYIO Mblle4HyIo atpoduio (17,0 %) u rpbLKy AUCKa
Ha meiiHoM ypoHe (17,0 %) [29].

Y 0OJBITMHCTBA MAIIMEHTOB B cpeqHeM depe3 20 Mec
TocJie nebi0Ta HaOMomaeTCs TeHepaaInu3alns CUMIITOMA-
TUKH C BOBJICYCHHEM ITOSICHUIHO-KPECTIIOBOTO U OYIIb-
0apHOTO YPOBHE, IIPU 3TOM HEPEIKO TOSIBIISIIOTCS TIPH-
3HAKU MOpaXXeHMsT BepXHETO MOTOHEMPOHA, 0OBIYHO OoJIce
BuIpaskeHHBIe B Horax [18]. ITpu3Haku mopaskeHuss MOTOP-
HO# KOPBI MOTYT OBITh TaKKE BBISIBJICHBI YK€ B JIeOI0TE
TIpY IIPOBEICHNH TPAaHCKPAHNATLHOM MAarHUTHOM CTUMY-
Jsum [32]. Mennana BBDKMBAEMOCTH COCTaBIISIET 66 Mec
(mipu ximaccuyeckom BAC — 27—31 mec) [30].

Boree penkoit (popMoit SIBISICTCS CUHOPOM «CEUCAROUUX
Hoe» (CCH), xapakTepU3yIOIIMiics TPEeUMYILEeCTBEHHBIM
pa3BUTHEM BSUIOTO HMKHETO MHUCTAJBHOTO ITaparrapesa.
CUHOHMMBI Ha3BaHUS — TMepOHeaabHas popma, IICeBIO-
MoJIMHEBpUTHUYecKass ¢opMa, 6one3Hb Marie—Patrikios
[18]. Tenepanm3aiiysi rmpoliecca IIPOMCXOOUT OoJiee YeM Je-
pe3 oI IoCJIe TOSBICHUS TIEPBBIX CUMITTOMOB, TIPOTHO3
TaKKe HeCKOJIBKO JTydIlie (MeIMaHa BBLKIBAaEMOCTH 67 Mec),
yeM npu kinaccnyeckoM BAC [30].

B 2009 r. L.C. Wijesekera 1 coaBT. OITyOJIMKOBAIN Pe-
3YJIBTATHI SIMIEMHUOIOTIIECKOT0 ccaeaoBanus 1188 ciy-
yaeB BAC. Yacrora Bctpeyaemoctu ITMA, CCP u CCH
B 0011Ie#1 KoropTe maueHToB cocrabmia 4,3; 11,4 n 6,3 %
cootBeTcTBeHHO. CpemHee BpeMsI OT AeOIoTa 10 TTOPaKeHUST
BTOPOTO YPOBHS LIEpeOPOCTIMHATILHOM OCH COCTaBIIIO 34,3 Mec
i1 CCP u 37,9 mec mia CCH (IIMA — 14 wmec,
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oynebapHas popma BAC — 9,8 mec, cmmHanbHas (popMa —
12,3 mec). dns manuentoB ¢ CCP, CCH u [IMA 6bia
BBISIBJICHA 3HAYMTE/IbHAS 3aIepKKa B YCTAHOBJICHUH TIpa-
BWJIbHOTO muarHo3a (24,8; 27,4 u 19,8 mec coOOTBETCTBEH-
HO 110 cpaBHeHMIO ¢ 11,2—14,7 Mec mpy KJIacCCUYECKOM
BAC) [30]. Mcmonb3oBaHHBIE B 3TOil paboTe KpUTEpHHU
muarHoctTuku CCP u CCH nipencraBieHs! B Ta0. 1.
Dopmbl ¢ npeumyuiecmeeHHbIM NOPANCEHUEM BEPXHE20
momoneiipona. I1BC xapakrepusyercsl U30JIMPOBAHHBIM
IMOpaxkeHNEM TOJIBKO BepXHErO0 MOTOHEWpPOHA B TCUCHUE
KaK MUHUMYM 4 JIeT 1ocJie Hauaja 6ome3nu [33, 34]. JlaH-
HOMY BapHaHTY B OT€UeCTBEHHOM KJIaCCU(PUKAIINNA COOT-
BercTByeT Boicokas opma BAC. T1BC cocrasisier 4—5 %
Bcex cayuaeB BJIH; xapakTtepHo He3HAYMTEIbHOE IIpe-
obaganmne My (okoio 1,5:1). Knmmangecku 3abose-
BaHWE IPOSBISICTCS IPOTPECCUPYIONINM CITACTUICCKUM
TeTparnape3oM U IceBI00YTL0apHBIM ITapaIndoM. B cBsa3u
C OTHOCHUTEJIBHO MHTAKTHOCTHIO HUKHETO MOTOHEHPOHA
XapaKTepHO OTCYTCTBHUE AbIXaTeIPHBIX HAPYIIICHUI, TAKXKE
KpaitHe peaKo y IMallMeHTOB OTMEYaeTCsI CHIDKEHNE MaCChl
tena. Y 50—70 % nauuentos ¢ ITBC umeroTcst HapyieHust
MOYEHCIYCKaHMSI, YTO YKa3bIBacT Ha OoJyiee OOIIMPHOE
TTOpakeHe HUCXOMSAIINX KOPTUKOCTIMHAIBHBIX IyTeid. Ye-
pe3 HECKOJIBKO JIET OT Havyasia 00JIe3HH Y YACTH MaIlIeHTOB
TTOSIBJISTIOTCST KITMHWYECKUE H/YUIN 3JIeKTpOMHOTpadmie-

CKMe MPU3HAKM BOBJIeYeHUS HIDKHET0 MOTOHelpoHa [35].
OtnenpHO BBIIEISIOT 0coObIit BapuanT [1BC — cundpom
Munaca, XapaKTepHU3yIOLIAICS TIPOTPECCUPYIOIIEH criac-
TUYECKOU TEeMUIUIETMEN, HAYMHAIOLIEWCS dYallle BCETO
C HOT, ¢ TTOCJICAYIOIINM PaclpoCTpaHEeHNEeM Ha UIICHIaTe-
paJbHYIO PYKY TP MHTAKTHOCTH JIUIICBOM 1 OyIb0apHOI
MyCKyJIatypsl [36].

CeromHsI TIOSIBISICTCS BCe OOJIBINE TJAHHBIX, CBUIC-
TEJIBCTBYIOIINX 00 MCKYCCTBEHHOCTHU BBIACICHUS OITH-
CaHHBIX BBIIIE BapMaHTOB, OCHOBBIBAIOIIMXCS TOJBKO
Ha (PeHOTUITMIECKMX IPOSIBICHUSIX. BOJBIIMHCTBO aBTO-
POB TIpeIaraloT paccMaTpuBaTh ONMCAHHBIC BApHAHTHI
KaK OIWH CIIeKTp (KOHTMHYYM) €IWHOM TPYIIIEI 00JIe3-
Hell u BKJIoyarh ero B coctaB BAC [8, 9, 12, 37]. loka-
3aTeJIbCTBAMM IIPABOMEPHOCTH 3TOTO SIBJISTFOTCS 4acTOe
dopmupoBaHme (Mo Mepe MPOTrPeCcCUPOBAaHUS TTOpaKe-
HUS) KIIMHUYECKOM KapTuHBI Ki1accmaeckoro BAC ¢ co-
YeTaHHBIM ITOpaKeHNEM BEpPXHETO M HIKHETO MOTOHE -
poHoB, Haymuue y mauueHToB ¢ I[IMA, I1BC u CCP
xapakTepHbIX IIsi BAC BHYTPMKICTOUYHBIX OETKOBBIX
BKIIFOUCHMH (Hampumep, Tejiell byHnHOIT) mpu mpoBezae-
HUM ayTOIICWM, a TaKXe BBISIBJICHUE B OOJIBIIMHCTBE
clTyJdaeB pacIpOCTPaAaHEHHOTO ITOpaXXeHUs MOTOPHOM
CHCTEMBI TIPH MCITOJIb30BAaHNY COBPEMEHHBIX Helipod -
3UOJIOTUISCKNX U HEMPOBU3YaIM3alIMOHHBIX METOIOB.

Tabmuna 1. Onpedenenue cuHOpoMa «CEUCAIOUUX PYK» U CUHOPOMA «CEUCANWUX Ho2» (adanmuposano u3 [30])

Table 1. Diagnosis of “flail arm” syndrome and “flail leg” syndrome (adapted from [30])

Characteristics

“Flail arm” syndrome

CI/IH)IpOM ITOPakKC€HUA HUXKHETO MOTOHeprOHa

C BOBJICUEHUEM DYK.

[Tporpeccupyomasi, IpeuMyIIECTBEHHO MTPOKCH-
MaJIbHasl CIab0CTh ¥ TUIOTPOMUS MBIIIILI.
Bo3MoxxHO HaJIMIME CyXOXMITbHOM Tutriepped-
JIEKCUU Ha PyKax WU MMaTOJI0rM4ecKoro pediex-
ca [odmaHa Ha ornpe/ieIeHHOM 3Tane pa3BUTHS
00J1e3HU (HO 6€3 MOBBIIIEHUST MBIIIIEYHOTO TOHYCA

Kpurepuu BkiItoueHus
Inclusion criteria U KJIIOHYCOB)
Syndrome of lower motor neuron damage

with arm involvement.

Progressive, primarily proximal muscle weakness and
hypotrophy. Possible presence of tendon hyperreflexia or
pathological Hoffman’s reflex at a certain stage of disease
progression (but without increased muscle tone and

clonus)

DyHKIIMOHABEHO 3HAYMMast C1ab0CTh U TUITOTPO-
(s B MBIIIIIAX HOT, Oy/Ib0OapHOI MYCKYJIaType

B TedeHUe 12 Mec mociie Havyasia 3a00J1eBaHus.
IToBbllIeHUE MBIIIIEYHOTO TOHYCA B PyKax.
JucraabHOe pacpeneieHre caadoCTH 1 TUTIO-
Tpoduii B pyKax 6e3 mopaxkeHus: IPOKCUMAaIbHOM

Kpurepuu ucknoueHust
Exclusion criteria

MYCKYJIaTypHl B Ie0I0Te

of the disease.
Increased muscle tone in arms.

Distal distribution of weakness and hypotrophies in arms
without involvement of proximal musculature at disease

onset

Functionally significant weakness and hypotrophy in leg
muscles, bulbar musculature during the first 12 months

“Flail leg” syndrome

CUHIPOM MOopaXkeH!s] HUXKHETO MOTOHEMpOHa
C BOBJICUEHUEM HOL

ITporpeccupyroniasi iucTagibHas c1adoCTh

M TUTTOTPOMUS MBIIIILI.

Bo3MoxxHO Haimume CyxoxXujabHON
rurneppedIeKCuy Ha HOrax Mjiu MaToJornyec-
Koro peduiekca babuHckoro Ha onpeieIeHHOM
aTarne pa3BUTHUs 00Je3HU (HO O3 MOBBIIICHUS
MBIIIIEYHOTO TOHYCA M KJIOHYCOB)

Syndrome of lower motor neuron damage with leg
involvement.

Progressive distal muscle weakness and hypotrophy.
Possible presence of tendon hyperreflexia in legs or
pathological Babinski reflex at a certain stage of disease
progression (but without increased muscle tone and
clonus)

DyHKIIMOHAIBHO 3HAYMMasI C1ab0CTh ¥ THITO-
Tpodusi B MBILILIAX PyK, OyJIbOAPHOIT MYCKYIaTy-
pe B TeueHue 12 Mec mociie Havyasia 3a00JIeBaHuMsI.
TToBbIlIeHME MBIIIIEYHOTO TOHYCA B HOTaX.
ITpoxkcumanbHOE pactipeneseHre ciadoCcTh

M TUIoTpoduii B Horax 6e3 mopaxeHusi IpoKCcr-
MaJTbHOUM MYCKYJIaTypHI B Ie0I0Te

Functionally significant weakness and hypotrophy

in arm muscles, bulbar musculature during the first

12 months of the disease.

Increased muscle tone in legs.

Proximal distribution of weakness and hypotrophies

in legs without involvement of proximal musculature

at disease onset

Tom?7
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C Ipyroii CTOpoHBI, IS TAKNX (hopM 00J1e3HM, Kak [TMA,
I1BC, CCP u CCH xapaxtepeH 60Jiee 6J1arornpusTHBIN
MIPOTHO3, YeM st Kinaccmaeckoro BAC ¢ omHOBpeMeH-
HBIM TIOpaXXKCHUEM BEPXHETO M HIDKHETO MOTOHEHPOHOB.
B cnygae o0beqmHeHNS 3THX (DOPM B OMHY THArHOCTHYIC-
CKYIO KaTeTOPHIO 3TO OymeT HeOOXOMMMO YIUTHIBATh TIPU
MMPOBENCHNY KIMHIYECKUX UCCICIOBAHMIT 1 TIPU aHAIN3e
BBDKMBaeMOCTH [9].

Bo3pact Hayana 6oj1e31H. B rmomasisiroriieM OOJIbIIITHCT-
Be ciryyaeB BAC nebrotupyet B Bodpacte 40—60 ner. Bapu-
aHT 00JIe3HH C 1e0I0TOM B BO3pacTe JIo 25 j1eT 0003HaYaeTcs
Kak 1oBeHWIbHBI BAC. DrmmeMnonorus 0BeHUILHOTO
BAC ne n3yuyena. FOsenmbHast popma BAC xapakrepusy-
eTcs BapraOeIbHBIM ITOPaXKeHNEM BEPXHETO M HIDKHETO
MOTOHEHPOHOB. TeMIT IIpOrpecCMpOBaHUS ITOPAKCHUS
MOXET OBITh pa3HBIM, OTHAKO B OOJIBIIMHCTBE CIIy4acB
HaOJIfomaeTcss MeIICHHOE IIPOrpecCupoBaHNe, a MHOIIA
0oJIe3Hb maxe He BIMSICT Ha €CTECTBEHHYIO ITPOIOJIKM-
TEJIbHOCTh XW3HU. B TO ke BpemMs oOmMCaHBI Clydau
C KpaifHe OBICTPHIM IIPOTPECCHPOBAHUEM U TTPOIOIIKH-
TeJIbHOCTBIO X13HM <1 roga [38].

Cuuraercsa, 4dro 1oBeHWJIbHass (opma BAC waine,
YeM B3pociiasi, 00yCI0BIeHA TCHETUICCKUMHU (haKTOpaMu
1 MOXET HacJIeHoBaThCS KaK IO ayTOCOMHO-TOMMHAHT-
HOMY, TaK 1 10 ayTOCOMHO-peLIeCCUBHOMY THUITY. Bbimee-
HBI HECKOJIBKO JIOKYCOB, aCCOIIMMPOBAHHBIX C pa3BUTHEM
oBeHIbHOTO BAC: ALS?2 (teH aacun), ALS 4 (ren SETX,
KOIMpYIOIInii 6e10K ceHatakcwH), ALSS (reH cnamak-
cun). Cmydau, CBSI3aHHBIC C 3TUMU MYTallMSIMU, XapaKTe-
PU3YIOTCS CBOCOOPa3HBIM KIMHUYECKUM TedeHueM [12,
16]. Tak, ripu MyTaLMsIX Te€Ha aicuH B OOJIBIINHCTBE CITy-
yaeB 00J1e3Hb HAUMHACTCS B IETCKOM BO3pacTe co ciaadoc-
TH B MBIIIIAX KOHEYHOCTECH W JIMIIEBOIl MYCKyJaType,
MeIUTEHHBIM MPOTPECCUPOBAHMEM C TIOCTICIYIOIIeit cTa0u-
Jm3anueit coctostHuA [39]. JloMMHAHTHBIE MUACCEHC-MY-
TaLU TeHA CeHamaKcux aCCOIMIPOBAHBI C PA3BUTHEM TakK
Ha3bIBAEMOUM HACJEACTBEHHOW IUCTAIBHOW MOTOPHOU
HEHPOHOITATHH ¢ MMPAaMUIHBIMU 3HAKAMMU, UISI KOTOPOU
XapaKTepHbl paHHee Hadajio (B Bo3pacTe 10 6 JieT), Mej-
JICHHOE IIPOTPECCHPOBAHNE W OTCYTCTBHE OYITHOApHBIX
HapylIeH (HOHCEHC-MYTallMy 3TOTO TeHa B TOMO3UTOT-
HOM COCTOSTHUM IIPUBOMST K Pa3BUTHUIO aTAaKCUHU C OKYJIO-
MoTopHol arpakcueit) [40]. Ciydan, CBI3aHHBIE C MyTa-
UMM TE€Ha CHamakcuH, XapaKTepU3YIOTCS HadajoM
Ha 1-M Wi 2-M OeCATUICTHH KU3HHU, MEIUICHHO IIPOTpec-
CHPYIOIINM TeUCHHEM, TIPEUMYIIECTBEHHBIM TTOPaKeHIEM
MBIIII CTOIl W KUCTEH, MPUCOCIMHEHUEM Ha ITO3IHUX
cTagusx 00Je3HM MUpaMUIHOTro cuHapoMma [12]. B mo-
CJICTHYVE TONBI OITMCAHBI CIIyJday Pa3BUTHS 3JI0KAYECTBEH-
HOTO OBICTPOIIPOTrpecCUpyIoOmero oBeHWILHOTO BAC
npu MyTauumsx B reHax SOD1wn FUS [41].

ITpu ne6iotre BAC B Bo3pacte 1o 40 jeT 04eHb peIKo
(<10—15 %) Bcrpeuaercss OynbbapHast (opma, OOJIblie
YeM Y TOJIOBUHBI TTAIIMEHTOB IIPe00IagaroT IMPU3HAKHY T10-
paXkeHUsI BEpPXHETO MOTOHEMPOHA C OTHOCUTEJIEHO TOOPO-
KayeCTBeHHBIM TedeHUeM. [lo3mHee Havayo OOJIe3HU

(B Bo3pacte 70—80 yer M crapiie), HaIIPOTUB, CBSI3AHO
¢ BbIcOKO# yactotoii (>50 %) Gynb6apHOit (hopMBbI 1 TUIO-
XUM TIPOTHO30M [42].

HacnencrseHHass mpeapacnoJioxkeHHOCTb. [lonoxu-
TeJbHBIA CEMEWHBIN aHaMHe3 BISBIIsIETCST v 5—10 % ma-
meHToB ¢ BAC. HanbGosee yactble MpUYMHBI CEMETHOTO
BAC — myranum B renax C9orf72, FUS, SOD1wn TARDBP,
npumepHo B 60—70 % ciydaeB NepBUYHBIA MOJIEKYJISIP-
HBI fedexT nneHTnduumrposars He yanaercs [16]. Orcyr-
CTBHE CEMEMHOTO aHaMHe3a He NUCKIII0YaeT POJIb TCHETH-
yecKnX (paKTOpOB, MOCKONBKY y 5—11 % marmeHToB
CO CITOpaanYecKMM BapHaHTOM OOJIe3HM TaKXKe MOTYT
OBITH BBISIBJICHBI Kay3aTUBHBIC MyTAIlM B COOTBETCTBYIO-
mux reHax. Kpome Toro, 3HaunTe IbHOE (DEHOTUITIECKOE
pa3HOOOpa3ne CYIIECTBEHHO 3aTPYIHSIECT COOP CEeMEITHOTO
aHaMHe3a, 0COOCHHO €CJI TTPOBOIAMTCS OLIEHKAa B OTHO-
IIeHUM ToJibKo cinydyaeB BJIH mnmu noxoxux HapylueHUi
y OIM3KUX poncTBeHHUKOB [9, 28]. Hamboiee yacToii re-
HETUIECKOI MPUIMHON pa3BUTHS criopannaeckoro BAC,
KaK M ceMeitHOro BapraHTa 00JIe3HU, CIUTASTCS MYTALIHST
B reHe CY9rf72. B poccuiicKoii IOMyISILIMI CaMBbIMU 9ac-
TBHIMH SIBJISTFOTCS MyTariuu B reHax SODI u C9orf72 [43].
Jig reHeTUYeCcKU 00yclIoBIeHHBIX BapnaHToB BAC xa-
pakTepHa BBIpakeHHas (EHOTUIHUYECKas TeTepOreH-
HOCTb KakK IIpM CPaBHCHHWHU CJIy4yaeB, BRI3BAaHHBIX MyTa-
OUSIMM B pa3HBIX TeHax, TaK W 9acTO MPHU Pa3IMIHBIX
MYTallMsIX OMHOTO reHa. B 9acTtm ciiygaeB ceMeMHBIX
dopm BAC Takke BBISIBISICTCS 3HAUMTEIbHASI BHYTPHCE-
MeifHasi BapraOeIbHOCTh BO3pacTa Havajla M KIIMHUIEC-
CKMX NposiBeHuiA 6onesHu [12, 16]. B Tabu. 2 mpuBene-
HBI caMble PacIIPOCTpaHEeHHBIC TeHETUYECKIE BapUAHTHI
ceMeitHoro u criopagnueckoro BAC.

Temn mporpeccupoBanns. MHIuBUIyaIpHOE TEUCHME
00JIe3HN MOXET OBITh KpaitHe BapuaOeIbHBIM M TPYITHO
TIPOTHO3UPYEeMBIM, HECMOTPSI Ha pa3pab0TKY B ITOCIICIHIE
TOIBI PSida OTHOCUTEIBHO TOYHBIX ITPEAUKTUBHBIX MOIE-
neit [44]. Tlocne mocTaHOBKM aMarHo3a >1 roga >XUBYT
76 % nauueHtoB, >5 net — 24 %, >10 ner — 11 % [45].
BrisiBIeHBI HECKOJIBKO MyTallii, acCOLMHPOBAHHBIX
¢ MmemieHHBIM (Hanpumep, Asp90Ala B rene CO/J 1) nin,
HaTpoTuB, ObICTPEIM (Ala4Val B rene CO/[1) tiporpeccu-
poBaHueM 0osie3HM [16]. 3HaUMTENBHAS TETEPOreHHOCTD
€CTECTBEHHOTO TEUCHMST 3a00JIEBaHMS CYIICCTBEHHO 3a-
TPYOHSIET TIPOBEACHWE KIMHUICCKMX HWCCICIOBAHMMI
npu BAC. Kpome Toro, mporpeccupoBaHe MaToJIOTHIe-
CKOTO TIpollecca, KaK IPaBWIO, HOCUT HEJIMHEHHBIN Xa-
pakTep, YTO 3aTPyIHSIET IUNTAHMPOBAHNE W OPTaHU3AIINIO
MaJJTMATUBHOM TIOMOIIIH.

Hammamne HeMOTOpHBIX NposiBIeHnii. B rTocienaue ne-
CATUIIETHS Kiaccrueckue rpeacraBieHmst o BAC kak 6oe3-
HHU C M30JMPOBAHHBIM MOPaXEHUEM TOJIHKO MOTOPHOM
CHCTEMBI TIOABEPIVIMCH CYIIECTBEHHOMY IIEpEeCMOTDY.
Ho 10—15 % maumentoB ¢ BAC mMeOT KOTHUTUBHBIE
HapYIICHMSI, COOTBETCTBYIOIINE THATHOCTUIECKIM KpPH-
TepusIM JIOOHO-BHCOUYHO# meMmeHumu (JIBI), a B 3Ha-
YUTEJIbHOM YKCJIe CIIyYaeB BBISBIISIIOTCS OoJice MSTKHE
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Tabmuua 2. Xapakmepucmuka Haubonee pacnpocmpaHerHbIX 2eHeMU1eCKUX Qopm 60K06020 amuompopuueckoeo ckaeposa (adanmuposano uz [12, 16])

Table 2. Characteristics of the most common genetic forms of amyotrophic lateral sclerosis (adapted from [12, 16])

~
5
—_-

Frequency, % of all cases

TS Characteristics of the clinical picture

¢opma

cropaauye-
ckas hopma

Bricokas (0 40 %) yacToTa 6ynp0apHOIi (hOPMBI, YACTOE HATUYKE
JIBJI vt KOTHUTUBHBIX HAPYIIEHUI, YaCTO — OBICTPOE MPOTrPECCH-
pOBaHUE; B HEKOTOPbIX cityyasx — JIB/l, KOTHUTMBHbBIE HAPYLIEHUS
(BKJTIOYAsi aMHECTUYECKUI TUIT) M APYTUe HApYIIeHUs ¢ MUHUMAJIbHbI-
MU MIPU3HAKaMU NOPaKEHKSI MOTOHEMPOHOB UK 6€3 HUX

High (up to 40 %) rate of the bulbar form, frequent FTD or cognitive
impairment, frequently rapid progression; in some cases, FTD, cognitive
impairment (including amnestic type) and other impairments with minimal

or absent symptoms of motor neuron involvement

CY01f72

BblpaxkeHHbI! KIMHUYECKUI TOTMMOPdU3M, BKIIOYAst KaK ObICTPO-
mporpeccupytomniue (Myrtarus Ala4Val), Tak 1 OTHOCUTEIIEHO J00PO-
KadecTBeHHbIE (hopMbl (MyTauust Asp90Ala); BaprabenbHOe coueTa-
HUE NMPU3HAKOB MMOPAXXEHWS BEPXHETO U HUXKHETO MOTOHEPOHOB;
KOTHUTWBHBIE HAPYILIEHUSI HE XapaKTepHbI; KpailHe HU3Kasl YacToTa
BCTpeYaeMoCTH OyIp0apHOii (HOPMBI

Pronounced clinical polymorphisms including rapidly progressing (Ala4Val
mutation) as well as comparatively benign forms (Asp90Ala mutation); variable
combinations of symptoms of lower and upper motor neuron damage; cognitive
impairment is rare; bulbar form is very rare

AJl u AP

S0D1 AD and AR

12 1-2

Yacrto — npeobdaagaHre TPU3HAKOB MOPaXKeHWsI HUXKHETO MOTOHE M -
poHa, B psizie ciydaeB — couetanue ¢ JIBJl; vacras mpuanHa 1oBe-
HUJIBHOTO OBICTPOIPOIrPECCUPYIOIIET0 OOKOBOTO aMMOTPOGMUYECKOTO
cKJIepo3a ¢ 1e6rToM B Bo3pacte 17—22 et

Frequently, predominance of symptoms of lower motor neuron involvement;

in some cases, combination with FTD; frequent cause of rapidly progressing
juvenile amyotrophic lateral sclerosis with disease onset at 17—22 years of age

AJl u AP 4 1

FUS AD and AR

Bricokas (10 60 %) yactoTta ¢hopM ¢ MPeUMyLIECTBEHHBIM ITOPaXKEHM -

€M BepXHero MOTOHelpoHa, BO3MOXHO pa3Butue JIBJ

AD High (up to 60 %) rate of forms with primary involvement of the upper motor
neuron, FTD is possible

TARDBP

BoamoxxHo couetanue ¢ JIBJI; B psine ciyyaeB — coueTaHUe C MUO3H-
TOM C BKJIIOUEHUSIMU U 00J1e3HbI0 [TemkeTa; ciaydau ¢ ObICTpOIIporpec-
CUPYIOLLIUM TEYCHUEM

Possible combination with FTD; in some cases combination with inclusion body
myositis and Paget’s disease; cases with rapid progression

vce

Yacroe coueranue ¢ JIBJI, KoTopasi MOXET MpeAIIeCTBOBATh
TIOABJICHUIO ITPU3HAKOB IMMOPAXKECHUA MOTOHeﬁpOHOB; TIOpa’kE€HUE
BEPXHETO MOTOHEMPOHA OOBIYHO MPEAIIECTBYET MOPAKEHUIO HUKHETO
MOTOHEWPOHA

Frequently, combination with FTD which can precede manifestations of motor
neuron involvement; involvement of the upper motor neuron usually precedes
involvement of the lower motor neuron

XH

UBOLN2 X1

<1 <1

Ilpumeunanue. Al — aymocomuo-domunaummuutii; AP — aymocomuo-peyeccusnwiii; XH — X-cyenaennoe nacnedosanue; JIBJA — 106H0-
BUCOUHASL OeMeHUUSL.
Note. AD — autosomal dominant; AR — autosomal recessive; XI — X-linked inheritance; FTD — frontotemporal dementia.

KOTHUTUBHBIEC WIK TTOBeieHYeCKue HapylieHus [46]. bo-
Jiee 4eM y TosIoBMHBI maieHToB ¢ BAC oO6HapykuBatoTcst
araTtuvs u/Win IETPECCHsi, KOTOPbIE MOTYT OTpaxaTh IAC-
(byHkuMI0 106HBIX noseit [47]. 3HaUUTENbHBIN TPOTPecc
B uzyueHuw cBsi3u bAC ¢ JIBJ] Ob11 cienan mocie oTKpbI-
tusi reHoB TARDBP v C9orf72, MyTauiuu B KOTOPBIX MOTYT
MIPUBOINTS K pa3BuThio Kak BAC, tak u JIBJI. OkcraHCcus
reKcaHykjiaeoTunHoi mociemoBaTeabHocTH GGGGCC

B redHe C9orf72 00yCIOBIMBAET O TMOJOBUHBI CEMEIHBIX
ciyuyaeB BAC u okojo Tpetu cemeitHbix ciyudaeB JIB/I.
Ceromust BAC u JIB/I paccMaTpuBaloT Kak ¢IWHBIN CITEKTP
COCTOSTHUSI (KOHTUHYYyMa), B KOTOPOM <«M30JIMPOBaHHBIM
BAC» u «m3onupoBanHas JIB/l» 3aHumamT KpaiiHue
TMOJTIOXEHUS U MEXAY KOTOPBIMU PACITOIOXKEHO MHOXe-
CTBO TIEPEXOIHBIX, «IIPOMEXYTOUHBIX» (hOPM (HATpUMep,
BAC ¢ HeneMeHTHBIMU KOTHUTUBHBIMU HApPYIICHUSIMU
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i JIB/] ¢ MOTOpHBIMM HapyIIeHUSIMH, HE COOTBETCTBY-
oMK KputepusMm nuarHoctTuku BAC) [9].

¥ vactn nmaumeHToB ¢ BAC oTMmedaroTcsl Ipu3HAKH
HEYYBCTBUTEILHOTO K JICBOIOIIE MSITKOTO CMHIpPOMA Tap-
KMHCOHU3Ma (C IpeodIamaHneM MOCTyPaIbHON HEYCTOM-
YMBOCTH U TaleHUAMU Hazan) [48]. [opa3no pexe BhIABIA-
ercsa codetanue BAC c¢ Oone3nbpio IlapkuHcoHa,
OTBeYaloIllel Ha Tepamnuio jeBomonoil. Hemb3ss nckio-
YUTh, YTO B ATUX CIIyJasiX pedb UICT O CAYyIaifHOM codeTa-
HUM 2 HelpoJereHepaTUBHBIX Ooiie3Hel [49]. B mutepa-
Type ommcaHbl ciaydan BAC ¢ pa3BUTHEM XOpew WId
reMubaiM3Ma Ha MO3IHUX cTagusx 0ome3nu [50], a Tak-
ke ciydan codeTannst BAC ¢ reHeTIecKy MonTBepKIeHHOM
oose3nbio TenTuarTOHA [51]. PasButie BAC Ha mmo3gHux
CTaausIX MHOTIA HaOII0HaeTCs TaAKKe TP ayTOCOMHO-I0-
MWHAHTHBIX CITMHOIIEPeOCIIIAPHBIX aTakcusx. «[Ipome-
KyTO4YHash» 3KcImaHcust (28—33 moBTOpa) TPUHYKIICOTHAA
CAG B rene ATXN2 accouuupoBaHa ¢ pa3ButueM bBAC
U OPYTUX HEHpOmerecHepaTUBHBIX OOJie3HEH («ITOJTHAs»
SKCTIAHCHUS MPUBOOUT K PAa3BUTUIO CITMHOLIEPEOSIUISIPHOM
atakcny 2-ro trma). OmmcaHbl Takxke ciaydan BAC
C HaIbsIAePHBIMA HapyIICHUSIMA B30Pa 1 BeTeTaTHBHBIMU
HapyLIeHusIMHA [9].

CyOBeKTUBHBIC CCHCOPHBIC HapyIIeHUs HAOTI0IAI0T-
csl MPUMEPHO Y TOJIOBMHBI TTarimeHToB ¢ BAC, omHako
00BEKTUBHBIC (KaK ITPAaBUIIO MATKIE) TIPU3HAKH ITOpaXKe-
HHS CEHCOPHBIX BOJIOKOH IIpH 3JIeKTpoMHOTpadut oOHa-
pyxuBatorcs He bosee yeM y 10 % naumeHTos [52].

AHanu3 cywecmsylOWUX cerofina Knaccudurayui

G0KOBOro aMuompothu4EcKoro cKNepo3a

B oteuecTBeHHOI IMTEpaType BBIAEISIOT 6 (opMm
BAC: meitHo-TpynHyI0, TOSICHUYHO-KPECTIIOBYIO, OYJIb-
OapHy10, IIIEIHYI0, BRICOKYIO 1 IIEpBUYHO-TeHEPAIN30BaH-
Hyto [10, 11]. B aHII0S3BI9HOI TUTEpaType TPUHSITO OT-
IIeJIbHO BBIAENATH coocTBeHHO BAC ¢ monpasnaeneHueM
Ha CIIMHAJIBHYIO (COOTBETCTBYET IICITHO-TPYIHOI 1 TTOSIC-
HUYHO-KPECTIIOBOI (hopMaM B OTEYECTBEHHOM KJIACCH-
¢ukanmm) 1 OyaIp0apHyI0 (GopMBI M (pOpMy C pecrIupaTop-
HBIM HAa9aJIoM (COOTBETCTBYET IIeiHOM hopme). OTaeIpHO
B pamkax B/IH B aHrnmosi3eruHoi mutepatype 1 MKB-10
paccmarpuBatorcs ITBC (CooTBETCTBYET BRICOKOIT (hopMe
BAC) u [IMA. AHajora rmocjaeTHeMy BapHaHTy B OT€YeCT-
BEHHOM KJTacCM(DUKALIMU HEeT; COOTBETCTBYIOILINE CITydan
paccMaTpMBarOTCS B paMKax IMICHHO-TPYIHOM 1 TTOSICHUY -
Ho-KpecToBoit popMm BAC kxak ciaydau ¢ mpeobiagaHueM
cerMeHTapHo-siiepHoro ropaxeHusi. B pamkax BbJIH
TaKKe YaCTO pacCMaTPpUBAIOTCS CIIMHAIBHBIC MBIIIICYHBIC
arpouu 1 Ipyrue MOHOTCHHBIEC (DOPMBI TTOPaXKEHUS MO-
ToHelpoHoB [12]. TIpu hopMyapoBKe AUarHO3a BaXKHO
yauthbiBath, 4T0 B MKB-10 BAC, ITbC u [IMA koaupy-
10TCs B ogHOI pyopuke G 12.2 «bone3Hp ABUTaTEILHOTO
HelipoHa». CIIMHAJIBHBIC MBIIIIEYHBIE aTPOGUN KOIMPY-
forcs B pyopukax G 12.0, G 12.1, G 12.8 u G 12.9 [7].

Taxue dopmbl, kak CCP 1 CCH, paccmaTpuBaloTcs
B aHIVIOSI3BIYHOM JIMTEpaType KaK OTACTbHBIC HEKIIACCH-

(brmmpyeMble KaTeropyir; B OTe9eCTBEHHOM KilacCH(PIKAIIAI
¥IM B HETIOJIHO CTETIEHU COOTBETCTBYIOT IICHHO-TPYIHAS
(opma ¢ mepBOoHAYATBHOM JIOKATM3AIEH B IPOKCUMAITh-
HBIX OTAENIAaX W MOSICHUYHO-KPeCTIIOBask (popma ¢ mepBo-
HavaJIbHON JIOKAJIM3allleil B UCTAIbHBIX OTAETaX COOT-
BETCTBEHHO (B 00OMX CIIydasXx OTMe4eHa MUHUMAJIbHAS
BBIPAXKEHHOCTh MJIM OTCYTCTBHE MTMPAMHUIHON CUMIITOMA-
TUKM). HakoHeIr, Tak Ha3bIBaeMOM IIEPBUYHO-TeHEPaIH -
30BaHHOU (hOpMe TaKKe HEITOJTHOCTHIO COOTBETCTBYET
OBICTPOITPOTPECCUPYIOIINIA TUIT TEUYCHMSI, OTIPeAeIIIeMbIi
Ha OCHOBAHWU OBICTPOTO ITPUCOSAMHEHMST CUMITTOMATUKI
Ha 2-M YpOBHE I1IepeOpPOCIMHAIBHOM OCH W OBICTPOTO
CHIDXKeHUsT cymMmapHoro 6Oamra mo mkame ALSFRS-R
(>1 6amna B Mecsan wm 10 6amioB B rom). Heodoxommmo
elre pa3 OTMETUTD, YTO B OOJIBIIMHCTBE CIIy9aeB COOTBET-
CTBME MEXY Pa3HBIMU BAPUAHTAMU HE SIBJISIETCS [OJTHBIM.

OTansl pa3BuTHA 00jie3HH. B oTeuecTBeHHOI Kitaccu-
duxaunu [10] mpenyoxkeHO BLIAEIATD 5 3TAIOB Pa3BUTHS
BAC: npoapomanbHbIE CUMIITOMBI, TIEPBBIC (JTIOKAIBHBIC)
CHMIITOMBI, pa3BepHyTasl cramusl (CTamusl TeHepaIm3a-
nun), hUHAIBHAS CTAaaus W 3Tall IPOIJICHHON XU3HU.
BrimeneHne mociegHero aTara CBI3aHO ¢ BO3MOXKHOCTBIO
IUTUTEJTEHOTO TOIIepKaHUS IbIXaTeIbHOM (DYHKITUH C T10-
MOIIIBI0O MCKYCCTBEHHOM BeHTWALMU jerkux (MBJI)
y IMaIIEeHTOB ¢ KIIMHUYECKOM KapTHHON CUHIpOMa Jiedd-
depenTaumn [20].

B coBpeMeHHBIX guarHocTrudeckux Kpurepusix BAC
HCITOJIB3YeTCS TAKOE TTOHSITHE, KaK CTeTIeHb JOCTOBEPHO-
ctu auarHosa (El Escorial (1994), Airlie House (2000),
Awaji-Shima (2008)) [22, 53, 54], KoTopas oIpeaeasieTcs
Ha OCHOBaHMU YKCJIa TIOPaKEHHBIX YPOBHEH IIepeOpOCIIH-
HaJIbHOU OCH ¢ HaJIW4IMeM ITPU3HAKOB MTOPaXKCHMS BEPX-
HETO 1 HIDKHETO MOTOHEpoHOB. O0s13aTeIbHBIMU TPeOO-
BaHUSIMM BO BCEX pPeHAKLUIX KPHUTCPUEB SIBIISIIOTCS
nckmoueHne npyrux (BAC-1momo6HbIX) 60JIe3HEH 1 BBISIB-
JIEHHE TIPOTPECCUPYIOIIETO PACTIPOCTPAHEHUSI CHMITTOMOB
0oJIe3HM B TIpelesiax OOHOM MM HECKOJIBKUX O0JacTeit
WHHEePBaLNU P THHAMIYECKOM HaOIIONEHUN. DTH KPH-
TEePUH TTO3BOJISIOT ITOCTABUTh TUATHO3 TOJBKO TP Kjlac-
cnaeckoM BAC, B To Bpems kak [IMA, ITBC, CCP, CCH
¥ Ipyrue (peHOTUIMMIECKIe BApUAHTBI OCTAIOTCS 3a paM-
KaMu. Psim aBTOpOB 0TMEUaloOT, YTO TMAarHOCTHYECKUE KPH-
TepUH He YIUTHIBAIOT KIMHNIECKOTO pasHooopas3ust BAC
[8, 28, 55].

B mocnemnme rombl mpemIokeHbI HECKOIBKO CUCTEM
CTaAVpOBaHUS TaToJIOoTHUEecKoro mporecca mpu BAC
U OTIpeaesIeHSI IIporpeccupoBaHus 6oe3Hn. Hampumep,
J.C. Roche 1 coaBT. TIpeIOKUIN CICAYIONIYIO CUCTEMY
cragupoBanus (King’s clinical staging system) [56]:

* cramus 1 — Havajo 0oJie3HM (TTopaXkeHue 1-ro ypoBHS);

* cTamus 2A — MOCTaHOBKA TMArHO3a;

» ctagus 2B — BoBlleueHME 2-TO YPOBHS,

* cTagvsd 3 — BOBJIeYeHME 3-TO YPOBHS,

* cTamus 4A — HEOOXOIUMOCTh TaCTPOCTOMUM;

* cramus 4B — HeoOXOMMMOCTD TIPOBEICHNS HEWMHBA-
3uBHoOit UBJI.
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HepBHo-mbiweykbie 5OJIE3HH

HecMmoTtpst Ha ompeieieHHBIC CXOACTBA, JaHHAST CHC-
Tema otianuyaetcst ot kputepueB El Escorial, mockoiabKy
IJ1T Bepr(UKAIIMM BOBJICYCHUS CIICAYIONIETO YPOBHS HE
TpebyeTcsl OMHOBPEMEHHOTO HAJIWYMS IIPMU3HAKOB ITOpa-
JKEeHUS BEPXHETO M HIDKHETO MOTOHEHpoHOB. Kpome Toro,
MauyveHT, HalpuMep, ¢ IIeiHo-TpyaHoi dopmoit BAC
W IBIXaTeJIbHBIMU HapYIICHUSIMH, TPEOYIOIIMMY HEMHBa-
suBHoil MBJI, Oymer xiaccu¢uLypoBaH KakK IalMEHT
co cragueii 4B, B To BpeMd Kak 1o kpurepusim El Escorial
OH MOXET OBITh OTHECEH JIMIITb B KATETOPUIO «BO3MOKHBI
BAC».

Takmm 00pa3oM, Ha CETOMHSAIIHUI IeHb ITO-TIPEXKHEe-
My HEeT eIMHOM YHU(UIIMPOBAHHOM CUCTEMBbI KJIaCCU(DM-
kaumu BAC. Pa3Hbie aBTOpEI 6epyT 32 OCHOBY IIOCTPOCHMUS
KJTacCUDUKAIIAIA pa3IMJHbIe TPU3HAKY — IIEPBOHAYAIEHYIO
JIOKQJIM3AIINIO, CTETICHD BOBJICUCHMST BEPXHETO W HIDKHETO
MOTOHEHPOHOB, 0OCOOCHHOCTH TeueHs u 1p. Kpome Toro,
omum 1 Te ke TepMuHEl (BAC, I[IMA, I15C) ncnois3ytoTcs
M KaK JUAaTHOCTHYECKHE KaTeTOPUH, ¥ KaK CHHIPOMAIBHOE
ormmcanue (HarmpuMep, [1BI1 paccmarpuBaeTcst Kak OTHeIb-
Has opma B/IH, ogHako mpakTH4yecKu Bcerna sSIBIsIeTCs
oyme0apHbM geb6ioToM BAC). Curyaliys ere 6ojiee yeiaox-
HSIETCS IPH T00aBICHNY K KIIMHIYECKOM KiTacCUUKaIuy
JTAHHBIX MOJICKYJISIPHO-TeHeTUIECKOro odcaenoBanms. Ha-
IIpUMep, TTalMeHTH ¢ MyTarueit Ala4Val B reae CO/[ 1 pac-
CMaTpHUBaOTCs Kak nmanneHTsl ¢ BAC HecMOTps Ha OTCYT-
CTBHE IIPU3HAKOB MOPAXKEHUS BEpXHETO MOTOHEHpOHa [9].

B 2016 . A. Al-Chalabi 1 coaBT. IIpeIIOKMIN HOBYIO
KinaccupukaumoHHyw cucreMy BAC, yIWUTBIBAIOIIYIO

cleaylolne TpU3HAKU: cTagusl 00JIe3HU, (peHOTUIIMIC-
CKI€ OCOOCHHOCTH, TMAarHO3 (B 3aBUCUMOCTH OT COUCTAHUS
TIPU3HAKOB MOPAXKEHMS BEPXHETO 1 HIKHETO MOTOHEHUPO-
HOB 1 HAJTMYMsI KOTHUTUBHBIX HAPYIICHUI) U TUATHOCTH -
YecKast KaTeTOpHsT B COOTBETCTBUU ¢ Kputepusmu El Esco-
rial [8]. B xayecTBe HOMOTHUTEILHBIX TPU3HAKOB TaKKe
MOTYT YUHUTBIBAThCSI CEMEMHBIM aHAMHE3 1 BBISBICHHBIC
y manpreHTa MyTallii, acCOIMUPOBAHHBIC C Pa3BUTHUEM
00JIe3HM (CM. PUCYHOK).

Cpenn BaXXHBIX IIPEUMYIIECTB HOBOTO ITOIX0Ia MOXK-
HO OTMETUTH MOIMBITKY OOBEAVNHUTH AUATHOCTUYECKYIO
KaTeropuIo, COAepKaIILy0 YMCTO KIMHUIECKOE OIICAHNE
(BAC, TIMA, ITBC n 1p.), ¢ ApyrumMu IpU3HAKaMH, a He pac-
CMaTpUBaTh €€ B KAYeCTBE €AMHCTBEHHOI'O OCHOBOIIOJIAraro-
IIero KpUTeprsl TIOCTAaHOBKM AWAarHo3a. TakmMm oOpaszoMm,
pa3muHble (DEHOTUIMMIECKHUE BapHaHTBHI IIPEICTABICHBI
B KayeCTBE €OMHOTO CIIEKTPa BO3MOXHBIX KIMHUYICCKUX
TIPOSIBJICHUA pa3HOTO IT0 BEIPAXKEHHOCTH TTOPAXKEHUST BEpX-
HETro 1 HIDKHETO MOTOHEMPOHOB. Tako MOIXO ITO3BOJISIET
PeIImTh TIPOOIIEMY, IIPU KOTOPOI OTHU U TE XK€ TEePMUHBI
B Pa3sHBIX CUTYaIIMSX YITOTPEOJISIOTCS TO KaK TUAarHOCTHYE-
CKHE KaTeropHH, TO KaK KIIMHUIECKOE OIMMCAaHHE.

E1re omHO TIpenMyIIeCTBO — BKITIOUCHUE B OITCAHNE
KOTHUTUBHBIX/TIOBEICHUECKIX HAPYIIICHHH, pacIIpocTpa-
HEHHOCTB KOTOpHIX Ipr BAC mocTtaTouHO BBICOKA U KOTO-
pBIe 3HAUUTETHLHO BIVSIOT Ha IIPOTHO3 Y TAKTUKY BEICHMS
nanueHTa. ITo MHeHIIO aBTOPOB MCCIEIOBAHUS, TIPEIJIO-
JKeHHasl CHCTeMa MOXKET OBITh BaXKHBIM IIaroM Ha ITyTH
K co3maHuio HOBoi Kimaccudwmkanmu BAC B amoxy

Crapua / Stage ®eHotun / Phenotype AwarHos / Diagnosis NunarHoctnyeckan kateropus El Escorial /
El Escorial diagnostic criteria
~
2 1 BAC-HMH / BAC-BMH /
s . ALS-LMN ALS-UMN Bo3moxHbiii BAC /
g < Possible ALS
IS 2 O6nactb Hauana,
5s ne6btota n ap. / Area of onset, Probable ALS
S symmetry, age of onsetetal. TTMA /PMA BAC/ALS NbC/PLS .
5 = JocTosepHbiin BAC /
™M .
3 Certain ALS
o] 4
Hannuune KorHMT1BHbIX/MOBEAEHUECKNX
HapyweHwui / Presence of cognitive/behavioral
[narHoctnyeckme impairment

moaudukaTopbl /
Diagnostic modifiers

[lononHuTenbHbIE faHHble /
Additional data

CemelHbIVi aHamHes / Family history

Hanvuvie myTauum unu Apyrve npuumnHb /
Presence of a mutation or other reasons

Knaccugpuxayuonnas cucmema BAC (adanmuposano u3s [8], ¢ usmenenuamu). BAC — bokosoti amuompogpuueckuii ckaepos; BAC-HMH — BAC ¢ npeumy-
wecmeeHHbIM nopasxceHuem HuxicrHeeo momonetipona; BAC-BMH — BAC ¢ npeumyuiecmeennbim nopaxcenuem eepxnezo momoreipora; [IMA — npoepeccu-

pyrouwas motweyrnas ampogus; IIBC — nepeuunblii 60K0801 CKAEPO3

ALS classification system (adapted from [8], with modifications). ALS stands for amyotrophic lateral sclerosis; ALS-LMN — ALS with primarily lower motor

neuron involvement; ALS-UMN — ALS with primarily upper motor neuron involvement; PMA — progressive muscle atrophy; PLS — primary lateral sclerosis

Tom?7

17



TOM7

18

HepBHo-Mblweynbie BONTE3HU

Jlexuuu u 0630pbi

JIPAMATIIECKOTO POCTA TAHHBIX O MOJICKY/ISIPHO-TEHETIIECKIX
MeXaHM3MaxX pa3BUTHS OOJIE3HH U ITepexoa K ITOIBITKaM
TapreTHO# Teparmu [§].

3akniouenue

Kmmangeckuii momuMopdu3M 1 KIIMHUKO-ITaTOTeHe -
THYECKOEe TICPEKPBITHE MEXIY OTHCIbHBIMU (opMamMu
SIBJITIOTCSI XapaKTepHBIMK ITpu3HakamMu BAC. Bto orpa-
KaeTcsl B pa3HOOOpa3ny IOAXOHOB K KiIacCU(HUKAIIUHN
1 Pa3IMIUsIX BO B3IVISIAaX HAa HO30JIOTUIECKYIO CAMOCTOSI-
TeJIbHOCTb OTAE/IbHbIX BAPUAHTOB 0OJE3HU.

[MpunATBIe ceromHs popMalbHBIE KIacCU(PUKAIINH,
HCIOJIb3yeMble B iMarHocTuyeckux kputepusix El Escorial
i MKB-10, He yoIoBIIeTBOPSIIOT YCIIOBUIO OOJIBITMHCT-
Ba 3a71a4, CTOSIIINX ITepe] KIMHUIIMCTAMU B UCCIIeI0Ba-
TeJsIMH. B yCIIOBUSIX OTCYTCTBUSI BHICOKOCITEITU(DMIHBIX
OMOMapKepOB M TOJHBIX HAHHBIX O MOJIEKYISIPHO-
reHeTnIeckoi cTpykType BAC mombITK IpOBECTH Ipa-

HUIIBI MEXIY OTACJIbHBIMU BapMaHTAMU WJIM HO30JIOTH -
YyecKMMH (popMaMu U IOCTPOUTH KiIacCU(PUKAIINIO Ha
OCHOBaHMU OTHOTO TIPU3HAKa allpHUOpH 0OpedeHHI Ha He-
yaady.

OcobeHHO 0YeBUIHBIM 3TO CTAJIO B ITOCICIHUE TOMBI,
C YIETOM ITOJYYCHHBIX JAaHHBIX O TCHETHYECKOU TeTepo-
renHoct BAC 1 (peHOTMIIMYECKOM pa3HOOOpa3nH Mpo-
SIBICHUI MyTalldii B KaXKIOM OTHeIbHOM reHe. Kak 1mo-
Ka3plBaeT IpaKTHUKa, OOJBIIMHCTBO XapaKTePUCTUK,
TIOJIOXKEHHBIX B OCHOBY CYIIIECTBYIOIINX KJIaCCHU(PUKAIIMIA,
MIMEIOT CBOIO IIEHHOCTb. B 3T01 cuTyalium 1ejecooopasHo
MpUMEHEHNE CTPYKTYPUPOBAHHOW M ICTANTBHON KIMHM-
YeCKOM Kitaccu(UKaIlNM, YIUTHIBAIOIIEH BCe MPU3HAKU
KOHKPETHOTO CIIyJasi. DTO ITO3BOJIUT KAYECTBEHHO ITPOBE-
ctu nuddepeHINaTbHBIN AUAarHO3, OIPEISIUTh IIPOTHO3
¥ TaKTUKY BeIeHMS MallMeHTa, a TAKKe SBJISIETCS OITH-
MaJIBHBIM IIJISI KCTIOJIB30BaHUS KJIacCU(DUKALIMY B HAyd-
HBIX ¥ KITUHUYECKUX TIETISIX.
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