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Pe3iome

Bok0oBOA aMMOTPOtDHYECKKA cknBpo3 — hopma GONe3His ABUraTeNbHOr0 MOTOHBAPOHA - NPOTPBCCHPYIOLLEE KNHHHYBCKH W
FEHETHHECKH FETBPOraxHoe hatanbHoe 3a60NeBaHHe, XapaKTepH3YIOWIeac HeyKNOHHOW MGBNbIO UEHTPanLHbIX i nepude-
PHYECKMX MOTOHBHPOHOB Knaccuyecky 3a6onepakue ge6lTMpyeT B Bo3pacte oT 55 4o 75 ner, ofHaKo B HACTOALLGE BPEMA
BCE YalL(@ BCTPEYAIOTCA KNMHMYBCKK aTUNMYHbIG BAPHAHTEI, a TAIKe BAPKAHTLI ¢ paHHkM feGrotom, 2030 ner. B cratwe npep-
CTaBABHO ONMCAHWE 1BYX KNKHHYBCKKX cNy4aeB BAC ¢ panrum fe6ioToM.

Kniovesbie cnosa; 5okoBoi aMHoTPOGKYECKUA CKNEPO3, AeGIOT B paHHeM Bo3pacTe

Summary

Amyotrophic lateral sclerosis - a form of motor neuron disease motor - a progressive clinically and genetically heterogeneous
fatal disease characterized by steady loss of central and peripheral motor neurons. Classically, the disease makes its debut at
the age of 55 to 75 years, but is now increasingly found clinically atypical variants as well as variants with early onset, up to 30
years. The article describes two clinical cases of amyotrophic lateral syndrome with early onset.
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Beenenue

Bokoso# amHoTpodHaeckuii cknepos (BAC) — nanbo-
Nee yacTo BCTpedaromancs ¢popMa GonesHeH NBHIAaTEILHOrO
MOTOHEHPOHA C KJIHHHYECKH MNPOrpeCCHPYIOIHM TEICHHEM
6one3nn. BAC - reserHuecky rereporeHHoe daranbHoe 3a-
6onesanne, xapakTepH3ylOleecH HEYKNOHHO rHOEMBIO LEH-
TpanbHeIX H NMepHdepHYecKHX MOTOHEHAPOHOB. JTHOMOTHMS
HEH3IBECTHA, CYNICCTBYIOT 2 KOHLEMIHH — HHPEXUMOHHO-
TOKCHYECKasd (BHELIHHe HeONMaronmpHATHHE GaKTOpH) M 3H-
noreHHo-abHoTpodHYeckan (reHeTHIecKH OOYCTOBICHHRINA
neext merabonuaMa MoToHeHpoHOB). IlaroreHerwueckue
MEXAHHIMBEI — IKCAHTOTOKCHIHOCTD H OKCHAAHTHBIN CTpecc,
BCNEACTBHE YErO MPOHCXOAMT AcreHepalHs H rubems Hefipo-
HOB MO THNY anonro3a. KnaccHueckw 3a6onesanne nebioru-
pyeT B cTapliefi BO3pacTHOH rpynne - ot 55 no 75 ner, oaxa-
KO, B HACTOsALIEE BPeMA BCE Halle BCTPEYAOTCA KIHHHIECKH
aTHNHYHREIE BAPHAHTHI, B T.4. C paHHHUM aeGioToM - o 30 net.
B pesynbrare HEYIIOHHOTO MPOrpECCHpOBaHMA, FHbens oT
napanHya AnIXarelbHOA MYCKYNaTyphl H OC/AOXKHCHHHA Ha-
CTynaet B cpeiHeM depes 3-5 ger ot aeGrora 6oneann. s
BAC ¢ paHHHM ¢010TOM XapaKTepHO Hadano 9ame Ha BTo-
pOM ONECATHNETHH XXHIHH, BapHabenbHOe COOTHOMEHKE BhI-
POKEHHOCTH MOPaXKEHHA UCHTPATBHOIO M NEPHPEPHICCKOrD
MOTOHEHPOHOB, a Taioke Gonee MEUIEHHOE NPOTPECCHPOBa-
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HHe. H3BecTHH 3 CAMOCTOSTENLHEIX MEHETHICCKHX BapHaH-
Ta 10BeHIWTBHOTO BAC (ren ayrocomHo-aoMHHaHTHOH op-
MBl, KAPTHPOBaHHRIH Ha xpoMocome 9¢34 — nokyc ALS4, a
TAKXC ICHRI aYTOCOMHO-PELICCCHBHRIX $OPM KAPTHPOBaHHKIC
Ha xpoMocome 2933 — nokyc ALS2 u xpomocome 15g15.1-
22.1 - nokyc ALSS) [1,2,3,4].

Marepunans! u MeToABI

INpencrasneHo onmHcaHHEe 2 KIHHHIECKHX CIydaeB ¢
ne6loToM 3a6onesanns B Bospacre 18 u 26 ner, naGmonas-
mHecsa B HeponorHdeckoM otaeneud I'BY3 CO «COKB Ne
I» r.ExarepunGypra.

Pe3ynbrathl M 06CYXAGHNO

Kmunuaeckuit mpumep 1.

TMaunentka C. 18 ner noctynuna B KIKHHKY ¢ Xanoba-
MH Ha ciiaGocTs B paBofi pyke, Gonee BRIPKEHHYIO B KHCTH,
MOXYRCHHE MBI TPABOA KHCTH H NMPEAILTEYbs, IPABOA Io-
JICHH, ONIIYMCHHe GONEIHCHHRIX CTAMHBAHMA MRINII NPaBo#
PYKH, MBILICTHBIC MOAEPTHBAHHA B PA3IHIHKEIX JaCTAX Tea.

Mo nanHmM aHaMHe3a cnaGocTb H CTAFHBAHHC B
MRIMNAxX MpaBod KHCTH MOABWIHCH B Bo3pacte 12-13 ner,
NETHNACH 10 MECTY XHTCALCTBA MO MOBOAY CHHAPOMA 3a-
nsAcTHOro kaHana 6e3 adpdexra. C 15 ner - Hapacranue
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cnaGocTH B pyke, noxyaeHue MU KHcTH. C 16 ner 3a-
TPYAHEHHA NPH NEHHH, NanbHeHmee HapacTaHue cnabo-
CTH W NOXylAeHHs npasod pykH. MPT wefinoro oraena
No3BOHOYHHKA — HaYallbHBIC NPOABNEHHA NETCHEPATHBHO-
AHCTPODHIECKHX H3MCHEHHH, NPABOCTOPOHHHH CKOMHO3
2 c1. MPT ronoBHoro Mo3sra — 6€3 naTonoru4eckux Hame-
Heru#i. C 17 ner MpmeyHbe NoAEPrHBAHHS B PAIHIHKIX
otAenax tena, Gonbuwe B obnactu npasoro Geapa, noxyne-
HHE NpaBo¥ MoNeHH.

Hanpasnesa Ha roCMUTANH3AUKIO B HEBPONIOFHYECKOE
oraenetne COKB Nel ana yToaHeHHs QHArHo3a.

Ha MOMEHT mocTyIUuleHHs B cTauHoHap ofwecoMaTH-
qeckHH cTaryc 6e3 MarosorHaeckHx H3MeHeHud. Hacnen-
CTBECHHOCTL He OTArolueHa. B HepponormaeckoM craryce:
CFNIAXEHHOCTD JIEBOH HOCO-IyOHOH CIUTalKH, GHEpHANApHBIE
noa¥pruBaHHA B A3blKe, IIOTAHHE H (OHAUMA COXPAHEHBI,
pedb HE HIMeHeHa. IMNOTPOGHA MEXKOCTHRIX MBILIL Npa-
BOH KHCTH H MMPEAIUIeYbs, NOAOCTHHX MulLLL. CTiakeHHOCTb
rpyaxoro kxdo3a, weHHOro nopao3a, kudockonuos. Iepe-
pasrubanue IV nanbua npaeoii kucTd. Cuna B pykax: cipasa
- MPOKCHMANBHO H B NpeaILiedbe - 4 6ana, B kueTH - 3 6an-
na; c/IeBa — MPOKCHMaNbHO 4 Gasuta, AHCTaNBHO - 5 6anios.
CHna B Horax — 5 6aju10B. MBILIEQHLIA TOHYC HE H3IMEHEH.
CyxoxHIbHEE peduieKChl ¢ BEPXHHX KOHEIHOCTEH OXHBIIE-
HB, C BKICHTOM C/€Ba, C HOT BLICOKHE, C 2KIIEHTOM CIEBa,
WIOHYCH cTon. [laronorneeckux 3HaKoe HeT. CTaTo-KOOPIH-
HETOPHEIX HapylleHHi1 He BrIABIeHO. Ta30BLIX paccTpoiicTe
Her. KorHHTHBHOIO nedHuMTa Het.

JaHHzule 1a60paTOpHLIX H KHCTPYMEHTAJILHEIX METOAOB
HCC/ICAOBAHHA: OOIIHE aHANTHIK KPOBH H MORH, GHOXHMHYE-
CkHi aHanH3 KpoBH 6e3 MaToNOTHUECKHX M3IMEHeHHit (ypo-
peHb KOK no TexHHueckH MpHIHHAM He Ghun ompenenéH).
HmmMyHOdepMEHTHRIA aHANH3 KPOBH Ha BBIARJICHHE AHTHTE
K Bo3byauTenmo cupunxca, renatity C ¥ BUY, HbsAg or-
puuarenbiuie. UOA kposr Ha BKD - IgM orpunarenbHuii,
IgG 1:1600 (nocrBaxunHanbHuA THTP). Koarynorpamma B
HopMe. TTT, T4cs. B Hopme. 3KI" ~ Hopma. Y3H BLIA - Ha-
PYILCHHS NEMOJIHHAMHKH He BRISBIICHO.

OnekTpoHeAPOMHOTrpadHA BEPXHHX H HIKHHX KOHEY-
HOCTeH: MpH nosepxHocTHO# OMIT BepxuHX KoHedHOCTEH
(uccnenosann mm.abductor pollicis brevis, abductor digiti
minimi) IPH3IHAKH JEHEPBALHH HE PETHCTPHPYIOTCA.

Mp# crumynauxonnos SHMI™: n.medianus d (C6-Thl)
—48 m/s - 3.6 mV — 45%N; n.ulnaris d (C7-Thl) - 55 m/s -
2.1 mV - 25%N; n.medianus s (C6-Th1)— 54 m/s - 18.0 mV
—N; n.ulnaris s (C7-Th1) - 58 m/s — 8.1 mV - N; n.tibialis d
(L4-S2) — 51 m/s — 22.2 mV — N; n.peroneus d (L4-S1) — 62
m/s — 9.4 mV — N; n.tibialis s (14-S2) - 45 m/s - 17.4 mV -
N; n.peroneus s (L4-S1) - 64 m/s - 6.9 mV - N.

IMpH ceHCOpHOMH CTHMYIALHH: CPEAXHHBIH HepB CIpaBa
H CIeBa — aMIUIHTYAa, nareHTHOCTh, CITH CHHXCHBI; IOKTe-
BO}i HEpB CIpaBa H C/1eBa — aMIUIHTYA3, nareHTHOCTS, CITH
CHHIKCHRI.

Hronpaaras UMI BepxHHX H HIDKHHX KOHEHHOCTEH — C
BCPXHHX KOHEJHOCTEH PErHCTPHPYCTCA CNIOHTaHHas AKTHB-
HocTsb B BHae ®u, [I0OB, napamerpnl [IE cABHHYTH B CTO-
POHY nepeaHero pora; ¢ HIKHHX KOHERHOCTEH CMIOHTAHHOM
AXTHBHOCTH He BRIABJICHO.
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3aK/I04EHHE: NPH3HAKH CEHCO-MOTOPHOH MONHHEHpO-
NaTHH BEPXHHX KOHEYHOCTEH, rpybee cOpapa; nepefHeporo-
BOH npouecc Ha yposHe C5-Thl cnpasa.

MarunTtHo-pe3oHaRcHas Tomorpadus (MPT) ronosHo-
ro MO3ra: MaTtoloruH He BuiABNIeHO. MPT rpymHoro otaena
No3BOHO9HHKA: ocTeoxonapo3 Th7-Thll 1-2 craguit, napa-
ueHTpansHele nporpy3uu auckop Th8-Thll cnpasa, ucxon
6onesuu Llofiepman-May B Tenax Th9-Thll no3soxkos.

Takum o6pa3om, y NauHeHTKH HMEETCA KOMOHHAUMA
OPH3HAKOB NMOPaXKEHHA LEHTPanbHOro H nepudepuaeckoro
MOTOHEHPOHa Ha LIEHHOM ypOBHe, CyOKIHHHIECKAX JAHHBIX
0 BOB/IEYEHHH B NMPOLIECC MPYAHOTO H MOSCHHYHOTO YPOBHER
(dacunkynspHele MOAEPIHBAHHA, MOXYACHHE NpPaBO roje-
HH), OTCYTCTBYIOT 9yBCTBHTE/BHBIE, TA30BBIE H [M1a30ABHIa-
TeNbHBlE PacCTPOHCTRA, CYyOKIHHHYECKOE BORIEIEHHE [T10-
TOYHOH MYCKynarypsl (kafoGbl Ha 3aTpyAHEHHE MEHHA), a
TAKOKE aCHMMETPHYHOCTDL MPOLIECCa ¢ HEYIUIOHHBIM MpOrpec-
CHPOBAHHEM CHMITTOMAETHKH ITO3BOJIIIH BBICTABHTH JHArHO3
«bone3Hb MOTOHEHpOHa C IEHHBIM 1€010TOM, OTHOCHTENBHO
MEUIEHHOE MporpeccHpoBalie, Ha GOHe AHCIUIaCTHIECKHX
npossneHHi (6onesns lloitepMan-May co crnakeHHOCTEIO
IWeAHOro 0pA03a, rpyaHoOro kHo3a, rpyao-NOSCHHIHONO
kHockonnosa)».

Oco6eHHOCTBIO NAHHOTO CTy4as AB/IACTCA paHHHI Oe-
610T (10BEHWILHBIH) C OTHOCHTE/IBHO MEUICHHKIM Mporpec-
CHpOBaHHEM Mpoilecca MpH AaBHOCTH 3360NnEBaHHA Ha MO-
MEHT ONHCaHHA okonto 5-6 net. O6pamaet Ha ceba BHHMaHHE
CyOKIHHHYECKOE BOBIEYeHHE MOTOHEHPOHOB CTBOMIA MO3ra,
IPYOHOIO H MOACHHIHOIO YPOBHeH CMHHHOIO MO3ra.

KotHHH9eCkui mpuMep 2.

Mauuent C. 26 neT NOCTYyNMHA B KITHHHKY C Xano0amH
Ha HapyllIeHHe MOXOAKH — MOATACKHBaHHe HOT, Gonbiue ne-
BOii, 6oM B MuiLax G¥nep H Mued CTrHBAKOMIENO Xapak-
Tepa.

o manHbIM aHaMmHe3a, nebiot 3abonepatus B BO3pac-
Te 25 net (crax 601€3HH — OKONO 6 MecC.), KOraa MOABHIHCH
Gone3HeHHBIE CTATHBAHHA B MBILILIAX MPAaBOH HOTH, nanee —
nesoii (6onbwe — obnactu 6€nep). Yepes 2 mec. cran noa-
TACKHBATh NPABYI0 HOTY NPH X0fb6e, YMEHBLIMIHCH MBIIICT-
Hble CTATMBAHHA, Jaliee CTAN MOATACKHBATL H J1EBYIO HOTY, &
TAIOKe MOABHIIHCH cNaboCTh H MOXyHCHHE MPaBOR KHCTH; 38
nepxon GoNe3HH CHIOXKEHHE MacChl Tela Ha 5 KI.

Hanparnes Ha roCrHTAMH3alUHIO B HEBPONOIHYECKOE
otneneire COKB Nel anst yTOYHEHHA AHATHO3A.

Ha MoMeHT nocTyIuieHus - obiecoMaTHueckuii craryc
6e3 naronoruueckux uameHeHuH. HacnencrseHHOCTL He OTH-
roieHa.

B aHamHe3e xH3HH - YKyc Kielua B Bo3pacte 20-21 rona
6e3 KakHXx-MH60 KIHHHYECKHX MPOABNEHHH, ¢ 21 ner - Bak-
UMHAUMA [0 N0BOY Kiewesoro 3HuedanuTa (K3) no cxeme,
H®A xposu — nocreakusHanbHEA TRTP IgG, IgM orpuua-
TeNIbHBIA.

B HeBpONOrHYECKOM CTaTyce: N¥rkad aCHMMETPHA HO-
co-ry6HBIX cknanox, GuOpHILIAPHEIE NoNEPrHBaHHA K Cyba-
TpodHy A3BIKA C ABYX CTOPOH, IMI0TaHHe H GOHALMA coXpa-
HEHBl, pedb He H3MeHeHa. THNOTPOGHA MEXKKOCTHRIX MBILIL,
6onblue - I-ro MeXnanbLEeBOro MPOMEXYTKA, MBILLII T€HApa H
FHMNOTEHapa MpaBoA KHCTH H THNOTPOQHA FKNOTCHAapa 1eBOA
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xucTH. DacuUHKyIApHLe NOAEPTHBAHHA MBILIL PYK, HAAOCT-
HBIX, NojUionatouHod obnactu, 6énep u Tynosuwa. Cuna B
pyxax: MpOKCHManbHO 5 6a108, B Mpeanieybsx 5 6aswios, B
KHCTAX — crnipasa 4 6anna, cnepa - 4,5-5 6awios. B Horax - §
6an108. MullIeyHkiH TOHYC B HOrax NOBHIILEH 110 MHPaMHI-
HoMy THITY, Gonbie ciepa. CyxodmnbHble peduiekChl Ha KO-
HEYHOCTIX BRICOKHE, C NETKHM aKLEHTOM CIpaBa, KIOHYChI
cron, 6osbllle CrTpaBa, NaToNOrHYeCKHe KHCTEBhIE H CTOMHBIE
(cummrromMnl Babunckoro, JKykosckoro, Bexrepesa-Menaena,
Pocconumo ¢ nByx ctopoH). Jlonatounsle peduiekchl BhICO-
kie. UyBCTBHTEBHRIX H CTAaTO-KOOPAHHATOPHRIX Hapyile-
HHMii He BLIARIEHO. Ta30BhIX PacCTPOHCTB H KOTHHTHBHOIO
nNedHLUHTa HE BLIARIEHO.

JanHsle 1a6OpPaTOPHBEIX H HHCTPYMEHTANBHBIX Me-
TONOB HMCCEAOBAHHA: o6mMe aHATH3M KPOBH H ModH 6e3
MAaToIONHYECKHX H3MEHEHHHA. BHOXHMHYECKHi aHaNH3 Kpo-
BH — noswmenue yposHs KOK no 270 E/n (Hopma 0-170).
HmmyHoepMeHTHRIH aHaiH3 KPOBH Ha BRIVIEHHE aHTHTEN
k Bo3bymrremo cuduwmca, renatuty C u BHY, HbsAg - ot-
pauaremsHale. TTI B Hopme. KT — Ge3 narosoruy.

AnexTpoHeHpoMHOrpadHA BEPXHHX H HHXHHX KOHed-
HOCTEH.

INpu nosepxHocTHO## 3MI™ BepxuuX KOHeuHoOCTEH
(uccnenosarsi mm.abductor pollicis brevis, abductor digiti
minimi) NpH3HaKH JEHEPBALHH HE PErHCTPHPYIOTCA.

Npu cruMyasurorHo# DHMI: n.medianus d (C6-Thl)
—46 m/s — 5.5 mV — 68%N; n.ulnaris d (C7-Thl) - 47 m/s -
2.4 mV - 31%N; n.medianus s (C6-Thl) — 48 m/s — 5.5 mV
~ 68%N; n.ulnaris s (C7-Thl) - 37 m/s — 3.6 mV - 48%N;
n.tibialis d (L4-S2) - 43 m/s — 5.9 mV - 59%N; n.peroneus
d (14-S1) - 47 m/s — 4.5 mV — N; n.tibialis s (L4-S2) — 44
m/s - 7.5 mV — 75%N; n.peroneus s (L4-S1) — 46 m/s — 2.1
mV - 53%N

Tpu ceHcopHO#H CTHMYNAUMH: CPEAMHHLIN HEPB CIpaBa
H CIleBa — aMILTHTY/14, 1ATEHTHOCTL B HopMe, CITH cHmkena.
JloxTeBoit HepB CIpaBa H C/IeBa — aMIUIHTYIA, JATEHTHOCTS,
CIIH cuwxenn. CITH no HepsaM HHXHHMX KOHEWHOCTelH B
HOpMe, 110 BEPXHHM — CHHXXEHa.

Hromaaras UMI™ BepxHHX H HIDKHHX KOHEYHOCTE#t —
PETHCTPHPYETCSA CMIOHTAHHAA AKTHBHOCTD C BEPXHHX M HHX-
HHX KoHedHocTedl B Buae Ou, [TOB.

3akmodqeHHne: PH3HAKH CEHCO-MOTOPHOM MOAMHEHpo-
NaTHH BEPXHHMX KOHEYHOCTEH MO CMEINaHHOMY THITY; NMpH-
3HAKH YMEDEHHOH akCOHATBHOM MOMHHEHPONaTHH HHXKHHX
KOHETHOCTEH; NMepenHeporosoil mpouece Ha eHHOM M mo-
ACHHIHOM YPOBHSX.

MaruuTtHo-pe3oHaHcHan ToMorpadus (MPT) ronos-
HOroO MO3ra: eIHHHYHbIE MeEJIKHE HecrmelH(pHUeCKHe odarH
B NOOHBIX JONAX; KOPTHKAIbHAA aTpodHa | creneHH; KHcTa
neBoi rafimopopoit nasyxu. MPT meiiHoro otaena no3so-
HOYHHKA: HeuéTioe AH(YIHOE NOBLIIEeHHE HHTEHCUBHOCTH
CHrHasa oT CMHHHOIO MO3ra Ha ypoeHe C2-C6 MOXeET CooT-
BETCTBOBATh GOKOBOMY aMHOTPODHUECKOMY CHHAPOMY.

TakuM 06pa3zoM, y naumeHTa HMeeTcs KOMOHHaUHA
MPH3HAKOB MOPaXEHHs LEHTPAnbHOIO H nepHdepHIecKoro
MOTOHEHPOHA Ha 4-X YPOBHAX — CTBOJIOBOM, IIEHHOM, Ipya-
HOM H NOACHHIHOM, OTCYTCTBYIOT HyBCTBHTE/bHbIE, TA30BEIE
H [MIa30ABHTaTENbHbIE PAcCTPOHCTBA, HEYKIOHHOe GricTpoe
TPOTPECCHPOBAHHEM CHMITTOMATHKH, YTO MO3BOJIHIIO BHICTA-
BHTB IHarHo3 «bone3ns MoTOHeHpoHa ¢ AHDPY3HBIM Aebio-
TOM”.

Oco0eHHOCTEIO JaHHONO Ciy4das ABMAETCA PaHHMA
ne61oT ¢ OLICTPRIM MPOrPeCCHPOBAHHEM MpOLIECCa [TPH IaB-
HOCTH 336oneBaHMA Ha MOMEHT OMHCAHHA OKONO 6 Mec.
O6patuaer Ha ce6a BHHMaHHe BHPaXEHHOCTb BOBIEYEHHS
LIEHTPATLHOIO MOTOHEHPOHa CO CMACTHYHOCTBIO B HHMKHHX
KOHETHOCTAX.

3axniovenue

Takum o6paszom, umeeT MECTO NOTHMOPGHIM KIHHHTE-
ckux nposninenuit BAC, mpu koTopoM Hapamy ¢ KiaccHde-
CKoii KapTHHOH 3a60NneBAHHA BO3MOXKHO pa3BHTHe 3abonesa-
HHX ¢ aTHMHYHO PaHHHM Je6ioToM Gase3HH.

Muddepenimanbuas auarnocTuka Gone3HH MOTOHEH-
POHa TPOBOIMTCA C HAC/IEACTBEHHBIMH HEHPO-MBIIIEUHEIMH
3aboneBaHHAMH (CTIHHAIBHLIE AMHOTPOPHH, MEILIEYHBIE
MHCTPOOHH, MHTOXOHAPHANLHEIE 3aGONEBaHHA, cracTHYe-
CKas napannerHs 4 T.A.), ayTOHMMYHHBIMH 33a60/1€BARHAMH
(nEMHETMHH3HPYIOLIHE, CHCTEMHBIE GONE3HH COoeqHHHTEb-
HOW TKaHM), JHMGONPOTHGEPATHBHHIMH 3a60NEBAHHIMH,
MapaHeorIacTHIECKHMH MPOHECCAMH, 3HIOKPHHHOH naro-
JorHe# U ap.&
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