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OBeHMNbHBbIN 60KOBON amnoTpoPrnUecKnn CKepos,
o6ycnoBneHHbIN myTaunen B reHe SPTLC2:
onuncaHune KNNHNYECKOro cnyyvan

'OTAY «HaunoHanbHbIN MeaNLMHCKUIA NCCNeRoBaTENbCKUIA LIEHTP 300poBbaA aeTel» MuHsgpasa Poccum, 119991, Mocksa, Poccus;
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IOBeHWNbHBIN 6oKoBOI ammnoTpoduuecknin cknepos (AC) — pepkas rpynna 3aboneBaHuin ABUraTeNbHbIX HEMPOHOB C BO3pacToM AebioTa
3aboneBaHus fo 25 net. KOBeHunbHbI BAC valle nMeeT reHeTNYecKoe NPONCXoXAeHne, yem cnopaandeckme opmbl BAC, BosHuMKalowwme y
B3POC/IbIX, U FTEHETNYECKMNIA aHaNIN3 STUX CJTyYaeB C PaHHKM HauyanioM JAET BO3MOXKHOCTb AEHTUGULMPOBATD reHbl, Bbi3blBatoLime 3abonesa-
Hue. B cTaTbe NpefcTaBneH KNMHNYECKUI Clydail pefKoro BapuaHTa oBeHunbHoro BAC, 0bycnoBneHHbIn myTaumen B reHe SPTLC2.

Cnyyam ¢ paHHUM Havanom 3aboneBaHUA XxapaKTepU3yTCA MeANeHHbIM NPOrpeccMpoBaHeM 1 BapuabenbHbIM GEHOTUMOM, YTO YacTo 3a-
TPYAHAET NMOCTaHOBKY TOYHOIO AMarHo3a, B CBA3M C 3TUM MaLMEHTbl C KOMOVHMPOBAHHbIM MOPaXeHeM BEPXHUX N HUXKHUX ABUTaTebHbIX
HelipoOHOB B BO3pacTe A0 25 N1eT A0KHbI OblTb KOMMIEKCHO 06CNejoBaHbl, 0COOEHHO Ha NPeAMET FreHeTUYECKX My TaLiA.

KnioueBble c/I0Ba: I0BEHW/bHbIN HOKOBOI aMnoTpoduruecknii cknepos; reH SPTLC2; red SPTLCT; 6one3Hb ABUraTeNbHOIO HEMpPOHa
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Juvenile amyotrophic lateral sclerosis caused by a mutation
in the SPTLC2 gene: case presentation
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Juvenile amyotrophic lateral sclerosis (ALS) is a rare group of motor neuron diseases, with the age of onset up to 25 years. Juvenile ALS more commonly
has genetic origin vs. sporadic forms of ALS that develop in adulthood. Genetic analysis of these cases with early onset makes it possible to identify the
genes responsible for the disease. Here we present a case of a rare variant of juvenile ALS caused due to the SPTLC2 gene mutation.

Cases with early disease onset are characterized by slow progression and variable phenotype, which often makes accurate diagnosis
challenging. Therefore patients with combined upper and lower motor neuron disorders aged under 25 years should undergo comprehensive
examination, in particular to identify gene mutations.
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BBepeHune

IOBeHMIbHBIIT OOKOBOM aMMOTPO(PUUYECKUIT CKIIEpO3
(BAC) saBnsitercss peakuM HeliponereHepaTMBHBIM 3a00-
JIeBaHUEM, BbI3BIBAIOIIUM JET€HEePaIMI0 BEPXHUX U HUXK-
HUX MOTOHEHPOHOB, C BO3pAacTOM Hayaja 3a00JieBaHUS
< 25 net [1-3]. Bo3pact Hauana, xapakTep JereHepaluuu
JIBUTaTEJIbHBIX HEMPOHOB M TpOrpeccupoBaHMe 3aboJie-
BaHUS IIMPOKO BapbUPYIOTCS cpenu mnauueHToB ¢ BAC
1 BKJIIOYAIOT 0oJiee paclpoCTpaHEHHbBIE, CIIOpaauyecKue
¢opMbl BAC ¢ HayajoM BO B3pOCJIIOM BO3pacTe U MOHO-
reHHbIe (DOPMBI, KOTOpPbIE OOBIUHO JIEKAT B OCHOBE CEMETi-
HBIX U I0BEeHUJIbHBIX (popM [4]. Ciyyau ¢ paHHUM HavyaJioM
3a00J1eBaHNUs XapaKTepU3yIOTCS MEMJEHHBIM ITPOTrPECcCU-
poBaHMEM M BapuaOedbHbIM (DEHOTUIIOM, YTO YacToO 3a-
TPYAHSET MOCTAHOBKY TOYHOIO AMarHosa [35].

Crexmop kak B 1993 1. 6bu1 UAEHTUDULIMPOBAH MEPBBI
reH, Bbi3biBatonii BAC, — SODI, 6onee yeM B 50 reHax
OBl MASHTUGUIIMPOBaHBI MyTalluK KakK IMOTeHLMATbHAs
npuurHa BAC [6]. Heckoibko penkux BapuaHToB (p.A20S,
p.Y23F, p.L39del, p.S331Y v p.F40 _S41del) B rene cyobeau-
HUIBI | TJIMHHOLEMOYEYHOIO0 OCHOBAHMSI CEPUHMAIbMM-
tountpaHchepasbl (SPTLCI) Oblm MASHTU(OULMPOBAHDI
Kak mpuyrHa pa3BuTus oBeHwibHoro BAC [4, 7]. Dtu
BapuaHTbl SPTLCI neficTByIOT JOMUHAHTHO U HapylIaloT
HOPMaJbHYI0O TOMEOCTAaTUYECKYI0 PperyJsiuio ¢hepMeHTa
cepuHnanbmuTonaTpancgepasnsl (SPT) ¢ momoibio ero
MPUPOIHBIX UHTUOUTOPOB, LigpaMuIoB 1 6e1koB ORMDL
(orosomucoid like — HeOoJbIIKEe TpaHCMEMOpaHHbIE Oel-
KU, KOTOPBIE SIBJISTIOTCS LIEHTPAJIbHBIMU PETYJISITOPAMU aK-
tuBHOCTH SPT), 4YTO MPUBOAUT K HEPETYIUPYEMOI aKTUB-
Hocty SPT ¥ moBbILIEHHOMY OMOCHHTE3Y KaHOHMYECKUX
npoaykToB SPT, BeI3bIBaolIeMy HelipoaereHepaLuio [4].

B 2022 r. B 5 cembsix ¢ BAC uaeHTUhOUIMPOBAH CIie-
HMGUIECKUI MaTOreHHBbIN BapuaHT POACTBEHHOTO TeHa

Clinical cases

SPTLC2 (p.E260K), KOTOpBHIIi aHAJIOTUYHBEIM 00pa3oM
MPUBOINT K HeOTpaHUUeHHOI akTuBHOCTU SPT [4].

AHanM3 MMEIOIIMXCSl B 3apyOeXHOI JuTeparype my-
OIMKalMii IeMOHCTPUPYET OTHOCUTEIBHO HEOOIBIIIOE KO-
JIMYECTBO pabOT MOCBAIIEHHBIX OMMUCAHUIO KIIMHUYECKUX
ciaydyaeB pas3BuThs IoBeHMIBbHOro BAC, accoummpoBaH-
HBIX ¢ MyTanussMu B reHax SPTLCI u SPTLC2 [4], momo6-
HBIX ITyOJMKalLIMiA B HALLIE CTpaHe HET.

B nanHOI cTaThe MpeacTaBlieH KIMHUYECKUIA CIIydai
oBeHWIbHOTO BAC, 00yclI0BIEHHOro MyTallieil B TeHe
SPTLC2.

OnuncaHne KNMHNYECKOro canyydyan

JleBouka oT 1-i1 GepeMeHHOCTM, MpOTEeKaBIIeH Ha
¢one npesknamicuu B III TpumMectpe. Pombl mpexneB-
peMeHHBle Ha 36-i1 Hedele IMyTeM KecapeBa CEueHUs.
IIpu poxnenun Macca Tema 2135 1, mivHa Teaa 46 cM,
olleHKa mo 1mKane Amnrap 7/7 6amioB. CocTosiHUE MpU
pOXIeHUU ObLIO paclLieHEHO KaK TsKEloe, pedEHOK
ObLT MepeBenEéH B OTOEJIeHEe peaHUMallMM U UHTEHCUB-
HOI Tepalmuy HOBOPOXIEHHBIX, Ha 3-€ CYTKM XM3HU —
B OTHEJICHUE TMaTOJIOTUM HOBOPOXIEHHBIX C TMArHO30M
«BpoxnéHHasi MHeBMOHUS, LiepeOpanbHas Ienpeccusl,
HeoHaTaJibHas XkeaTyxa». 1o 2,5 Mec Haxoauaach Ha BbI-
XaXKVBaHUU.

PanHee MoOTOpHOEe pa3BUTHE: TOJIOBY YIEpXKHUBasa
¢ 1,5 mec, nmepeBopauuBaiach ¢ 4 Mec, rmomnossja ¢ 7 Mec,
BCTaJIa Y OIOphI B 9 Mec, TolIa caMOCTOSITeNIbHO ¢ 1 ro-
na 1 mec. PeueBoe pasButue: B 1 ron B peuu okoJio 10 cjioB,
MnpocThie ppas3bl Tociie 2,5 JeT.

Brniepsrie B Bo3pacte 1 roma 7 mec (siero 2019 r.) ponu-
TeJIM 00paTUJIMCh K HEBPOJIOTY C XXajobaMu Ha U3MEHEHHUE
MOXOIKM peOEHKa — YacTo CIIOThIKAJach W Iajaja, Mpu
Xoab0e TepeKpelBajia HOTM 1 BCE Jallle CTaHOBUJIACh Ha
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«HOCOYKM». C TOro MOMeHTa HabJogasach HEBPOJIOTOM
¢ nuarHo3oM «IlocnencTBus paHHETr0 OPraHMIEeCKOro I0-
paxkeHUs LeHTpaIbHO HEpBHOI cucTeMbl. CrlacTuyeckast
IUTIIErus. 3amepKKa peueBoro pa3BuTHs», ¢ 4 J1eT HabJT0-
Jajach ¢ AMarHo3oMm «JleTckuii LepeOpalbHbIiA Tapaany:
crnacTUdecKast TUTIICTHST».

B urone 2021 1. (3 roga 9 Mec), mpoBeneHa OOTYJIMHO-
Teparnus npenapaTom IUCIIOPT B cyMMapHoit no3e 260 EJ]
B MKPOHOXHBIE MBIIIIHI C 2 CTOPOH (B MeIUaIbHBIE TO-
noBku — 80 EJI, B marepanbubie — 50 EI). ITocie mpo-
BelIeHUsT OOTYJIMHOTEpanuu y pebEHKa OTMedyajaoch Ha-
pacraHmue c1aboCTH B HIDKHUX KOHEUHOCTSIX, JEBOYKA TIe-
pecTana caMOCTOSITeIbHO XOMUTh. B mocnenytomem, mocie
MpOBeAeHUS peabUIUTALIMOHHBIX MEPOIIPUSITUI, peOEHOK
HayvaJl XOIUTb C MOAAECPXKKOM.

C mas 2022 r. orpuiiatesibHast IUHAMWKA B BUAE TTPO-
TPECCUPYIOIIETO YXYAIICHUs] TOXOIKM, MeBOYKA XOMMJIa
TOJIBKO C OMHOCTOPOHHEM MOAIEPKKOi, ¢ miojisa 2022 1. —
xonp0a ¢ nBycTopoHHel nomaepskkoii. C ceHTssopst 2022 T.
JI€BOYKa MOTJIa TOJIBKO I10JI3aTh.

PebGEéHOK HEOmHOKpPAaTHO KOHCYJILTUPOBAH KJIMHUYE-
CKMM TEHETMKOM, OBUIO 3aIl0oI03pEeHO TEYCHUE HaCIem-
CTBEHHOM cractuyeckoil naparerun LITpromMnens, Ko-
TOpas BIIOCJEACTBMU OblIa MCKIIIOUEHA IO Pe3yJibTaTaM
MOJIEKYJISIPHO-TEHETUYECKOTO o00cieaoBaHusl. B cBs3u
C TpOorpeccupoBaHUEM 3a00JieBaHUS I MCKITIOYCHUS
BO3MOXKHOTO HACJIEACTBEHHOTO 3a00JIeBaHMS OBLIO PEKO-
MEHIOBAHO IIPOBEACHNE TEHOMAa-TPHO.

PesynbTaThl MHCTpYMEHTAJbHBIX O0CIEI0BAHMUIA:

* MarHUTHO-pe3oHaHcHas Tomorpacdust (MPT) ronos-

HOr0 MO3Ta IPOBOAMIIACH TPEXKPATHO — B Mae
2020 r., B 2021 r. m B mapte 2023 r.: Bo3pacTHas
CTPYKTYypHast HOpMa;

* MPT nosicHU4HO-KpeCTLOBOTO OT/ea: TaToJIornye-
CKMX M3MEHEHUI MOSICHUYHO-KPECTIIOBOTO OTIesIa
ITO3BOHOYHMKA HE BBISIBIICHO;

* anexktpoHeiipomuorpadust (DHMI') ot 28.09.2021:
MMPOBOAMMOCTD 10 OOJILIIEOEPLIOBOMY, MaI00epIIO-
BOMY HEPBY CIIpaBa He HapyllleHa. AMITIUTYIHO-CKO-
POCTHBIE TTapaMeTPhl COOTBETCTBYIOT BApUAHTY BO3-
pactHoit HopMbl. DHMI ot 11.10.2021: mpu mpoBe-
IeHUun ctumyinsiunoHHoir DHMI ormeuaercs
YMEepPEeHHOE CHIKEHNE aMIUTATYI MOTOPHBIX OTBETOB
MIPY CTUMYJISILIMY MaJIOOEPIIOBBIX HEPBOB IIPY COXpa-
HEHHBIX CECHCOPHBIX OTBETAX;

» uronbuatasgs DHMI: TeueHne neHepBallMOHHOTO TPO-
necca ¢ apdexTuBHOM penHepBanueii. Henb3s mc-
KJTIOYMTH TTOPAKEHIE MOTOHEMPOHOB CITMHHOTO MO3-
ra Ha ypoBHe cerMeHTOB [.4—S2. JlaHHBIX 32 TepBUY-
HO-MBIIIIEYHBINA TUT MIOPaKEHUS HET.

PesynbTaThl reHETUUYECKUX 00CIeIOBaHUI:

+ kapuorun ot 02.09.2021: 46, XX

* TaHAEMHAasI MacC-CHEKTPOMETPUS KPOBU OT
20.09.2021: maHHBIX 32 HAUIMYKUE HACIIEICTBEHHBIX
aMMHOAIMIONATHI, OpraHMIEeCKUX alluIypUil M Ha-
pYIIEHU MUTOXOHAPUAJIBHOTO OeTa-OKUCICHUS
KWPHBIX KMCJIOT HE BBISIBJICHO;
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+ cexkBenupoBanue JIHK (manenp «Cnactuyeckue ma-
parjierin») — 3HAYUMBIX UBMEHEHU I, COOTBETCTBYIO-
IIUX KPUTEPHUSIM TTOMCKA, HE BBISIBJICHO;

* MMOMCK KPYMHBIX OEJCLUi/IyIUIMKAINi B TeHaX
SPAST u ATL I: npoTSKEHHBIX IESLN/IyTTKA-
LU HE BBISIBJICHO,

* omnpenelieHUe IeNelnii 5k30HOB 7 1 8 B reHe SMNT:
OTCYTCTBME FTOMO3UTOTHOM fesieluu 7-ro u/uinm §-1o
9K30Ha. [IpoBeneHo nuccienoBaHne Ha TOYCUHBIC MY-
tauyu B reHe SMN — nuarHo3 «CrimHaabHast MbIIed-
Hast aTpoGUsT» UCKITIOYEH;

* nomHoreHoMHoe cekBeHupoBaHue JJHK B ¢popmate
«TPHO»: BBISIBJICHA paHee OIMCaHHasI de novo reTepo-
3UroTHast Mmyrauusi chri4:78028811C>T B 6-M 3K30-
He reHa SPTLC2, npuBoasiiasg K aMUHOKMCIIOTHOM
3ameHe p.Glu260Lys. laHHbII HYKJICOTUIHBIN Bapy-
aHT He OBLI BBISIBJICH HU y OTIA, HA Y MaTepH IIPO-
GaHpa.

B Bo3pacTte 5 net 8 Mec BIiepBbIe TOCIIUTAIU3UPOBAHA

B ®I'AY «<HMMUII 3n0poBbs gereil» MunzapaBa Poccuun
C LIeJIbIO 1000CAEe10BAHUS.

[1pu mocTyIieHn B HEBPOJIOTUIECKOM CTaTyCe: Peub
dpazoBast, nuzaprpuuHas. ['onoc TUxuii, ¢ THyCaBBIM OT-
TeHKoM. ['mnmomumust. I'mnepcanuBanys. PacuuKyasLum
sI3bIKa, aTpodus MuI s3biKka (puc. 1). Ipu olieHke nBuU-
raTeibHO# cepbl 00BEM aKTUBHBIX JBUKEHWI CHUKEH
3a cuet mud@y3HOit MBIIICYHOI TUIIOTOHUM B BEPXHUX
1 HIDKHUX KOHEYHOCTSX (OoJipllie B HOTax). MEpIedHast
TUITOTPOUS BEPXHUX Y HIKHUX KOHeUHOCTe#. KoHTpak-
TYpBbI TOJICHOCTOITHBIX CYyCTaBOB. DKBUHYyCHas medopma-
st cron. Cuja MBI CHMXXEHA B BEPXHUX KOHEUHO-
ctax no 3 6amnoB, D=S, 6oJbllie MPOKCUMAaIbHO, B HAX-
HUX KOHEYHOCTSX CHMJIa MBIIIL cocTaBmia 3 6amna, D=S,
HO HECKOJIBKO OOJIbIIE OblJIa CHMKEHA B IMPOKCUMATbHBIX
otnenax. CyxoxXuJbHbIE pedIeKChl ¢ BEPXHUX KOHEYHO-
cTel XUBBIC, 0e3 pacIMpeHUs] pedIeKCOreHHBIX 30H,
D=S. KoneHHsle pednekchbl CHIXEHBI, OBICTPO MCTOIIA-
I0TCSI, aXWJUIOBHI pedekchl xkuBblie, D=S. KiioHychI cTon

Puc. 1. ATpodus asbika n pacymkynaumm.

Fig. 1. Tongue atrophy and fasciculations.
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¢ IByx ctopoH. Pednexc BaGMHCKOro MOJIOXUTENbHbBIN
¢ 2 cToOpoH. MOTOpHBIE HABBIKU: TOJIOBY IEPKUT CAMOCTO-
SATEJIBHO, CUIUT C OIIYLIEHHOM TOJIOBOM M KPYIJIOU CIIHU-
HOM M OITOpOii Ha PYKU (PHC. 2), CATUTCS CaMOCTOSITEIIbHO
yepe3 60K ¢ TpyaoM. IlepeBopaunBaercs B 00€ CTOPOHBI.
He crout, He xoaut. [1pu BepTuKanusanuu ornopa Ha mne-
PEIHIOI TTOBEPXHOCTh CTOIBI. CaMOCTOSITEIBHO MOXET
TePeCTaBIISIT, HOTW IIPU MOIAEPKKE 32 TTOIMBIIIKK. BhI-
CTPO YTOMJISIETCS, TIpU JII000I1 (PU3NUIECKOIl aKTUBHOCTU
HapacTaeT OIBIIIKa.

IIpoananusuposanbl DHMI -ucciaenoBanus skcrepr-
HOTO YPOBHSI, IPOBEIEHHBIE paHEe.

06.05.2022 BriepBbI€ OBIIM BHITTOJIHEHBI PACIIMPEHHBIE
CTUMYJISIIMOHHOEe M mroibyatroe DHMI -uccnemoBanue.
ITpoBeneHO TecTUpOBaHME OOJIBIIEOEPIIOBOTO 1 MaJIobep-
LIOBOTO HEPBOB C IBYX CTOPOH. CKOPOCTh pacmpocTpaHe-
Husa Bo3oyxneHus (CPB) mo mepudepudeckum HepBam

Puc. 2. [lo3a pe6eHKa B NONOKeHUU cngs.

Fig. 2. The child’s posture in a sitting position.

KnuHunuyeckne cnyyan

Hor Obula B Hopme. IIpu cTUMyISLIMM Maa00epLOBOTO
HepBa M perucrpauuyd M-oTBeTa ¢ KOPOTKOIo pa3rubda-
TEJIST TIAJIbLIEB CTOIBI OOHAPYKEHO CHIDKEHNE aMILUTUTYIbI
M-otBeta — 0,9 MB cripaBa u 0,8 MB ciesa (N > 1,3 mB).
ITapameTpbl F-BonmH npu cTtumyasiuyyd 00Jibliedeplio-
BOTO HepBa B JUCTajbHOI Touke ObutM B Hopme, CPB
o F-BonHe cocraBuna 51,7 m/c.

[Tpu uroapyaTOM MCCACIOBAHWHI MBI HOT OBLIN 3a-
PETUCTPUPOBAHBI TTOTECHIIMAIbBI OEHCTBUS IBUTATEIHHBIX
enqunuu (ITHE) co cpenHeil IUTENbHOCTBIO, 3HAYUTEIb-
HO TIpeBBIIIAIOLIEeT HOPMATUBHBIE 3HaYeHus, — 11,2 mc
(N = 8,2 mc), T.e. +37,1% nns nepenaHeit GonbiieGep-
uoBoit Meibl ¥ 13,1 mc (N = 8,4 mc), T.e. +55,9% nns
JlaTepalibHOM TMOPLMU YeThIPEXIIIABOM MBILILBI Oeapa
(puc. 3; puc. 4). Cpennss amrumtyna IIJE takke ObI-
Jla HaMHoTo Oosblre HopMbl — 1035 MKB mig mepenHeit
6onblIebepoBOM MBIIILBI U 3514 MKB 11 natepanbHOit

Puc. 3. TAE npn uronbyaTtom nccnefoBaHUM laTepanbHON NOPLMN YETbIPEXTIABOW MbilLbl 6egpa.

OTmeyvaeTcA 3HaUMOe yBenimueHne amnauTtyabl n gnutensHoctu MAE.

Fig. 3. Motor unit action potentials (MUAP) during needle examination of the vastus lateralis muscle.

There is a significant increase in the amplitude and duration of the MUAP.

Clinical cases
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Puc. 4. Tuctorpamma pacnpegenenus gnurenbHocten MNAE,
3aperncTprMpoBaHHbIX B laTepasbHON NOPLUN YeTbIPEXTIaBOMN
MbILWLbI 6eapa cneBa, pe3Kko CMeLLeHa U3 06/1acTy HopMarb-
HOro pacnpepeneHns B CTOPOHy yBennyeHus. B ocHosHom
npeactasneHbl MNAE ¢ noBbilEeHHON AANTENbHOCTbIO.

Fig. 4. The histogram of the distribution of MUAP durations
recorded in the vastus lateralis muscle on the left is sharply
shifted from the normal distribution area towards an increase.
MUAP with increased duration are mainly presented.

Puc. 5. Anarpamma pacnpepgenenus MNAE, saperncrpunposaH-
HbIX B JlaTepanbHOW NOpLMN YeTbIPEXINaBoi MbillLbl 6egpa
cneBa, B 3aBUCMMOCTN OT COOTHOLLEHMA ASINTENIbHOCTb—aMNn-
Typa. lnarpamma yKkasbiBaeT, uto 6onblumHcteo MNAE ymetor
yBenMyeHHble AINTENbHOCTb 1 aMIUINTYAY.

Fig. 5. Diagram of the distribution of MUAP registered in the
vastus lateralis muscle on the left, depending on the dura-
tion-amplitude ratio. The diagram indicates that most MUAP
have an increase in the duration and amplitude.

TMOPLIMY YETHIPEXTIIABO MbIIILEl Oenpa (puc. 5). CrnoH-
TaHHYI0 aKTUBHOCTbh OLIEHUTH OBLJIO CIOXHO W3-3a IBU-
raTeJIbHOTO OECIOKOMCTBa peOEHKA U HAJIOXKEHUS TTPOU3-
BOJIbHOU DMTI -aKTUBHOCTH.

ITpu mpoBeneHUM TYpH-aMILUIMTYIHOTO aHaJIW3a IpU
WUTOJIbYaTOM MCCIENOBAHUU JIaTEPATbHOU MOPLMU YEThI-
pEéxriaBoit MBILILBI Oeapa BhISIBIEHO, UTO OOJIauHasl Jua-
rpaMMa 3HaYMMO CMeIEHa U3 001aCTH HOPMAJIbHOTO pac-
MpeaeeHus] B CTOPOHY YBEJIMYEHUS aMIUIATYIbl TYPHOB,
YTO YKA3bIBAET HA IMOBBIIIEHUE CUHXPOHU3AIMU OTIAETb-
HeIX [TJ1E n yBenmaenue nx aMIumTyabl (puc. 6). ITattepH
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Puc. 6. ObnayHas gmarpaMmma npu NpoBeAeHNMN TypH-aMnan-
TYAHOro aHanunsa npu Nrosib4aToM NCCNeA0BaHMM laTeparb-
HoI NnopLuUK YeTbIPEXrnaBoii MbilLbl 6eapa cnesa. finarpamma
cmelleHa 13 06nacT HopManbHOFO pacnpeaeneHns B CTOPOHY
yBeNMYeHNA aMnanTyAbl TYPHOB.

Fig. 6. Cloud diagram during turn-amplitude analysis during
needle examination of the vastus lateralis muscle on the left.
The diagram is shifted from the normal distribution area to-
wards an increase in the amplitude of the turns.

pexpytupoBanus [TJIE B kaxknom MecTe Bcex UCCIeI0BaH-
HBIX MBIIIII ObLI pa3pekKeHHBI.

Takum obpazom, pesysbTathl naHHoro DHMI -uccieno-
BaHMsI YKa3bIBaIM Ha IMOpPaXXEHWE MOTOHEHPOHOB CITMHHO-
IO MO3ra Ha YpOBHE MOSICHUYHO-KPECTLIOBOIO YTOJIIICHMSI.
ITpu satom CPB mno nepudepuueckuM HepBaM HOI' Oblia
B HopMe. CHIXKEHME aMILIUTYIbl M-OTBETOB MPU CTUMYJISI-
1IMM MaJIO0EPLIOBBIX HEPBOB, pACCMATPUBAIOCh HE KaK aKCO-
HaJIbHOE TOpaXKeHMEe ABUraTe/IbHbIX BOJIOKOM Ieprbepruye-
CKMX HEPBOB, a KaK BTOPUYHOE UBMEHEHUE TI0 OTHOILIEHUIO
K ITOPaXXEHUIO MOTOHEIPOHOB CIIMHHOTO MO3Ta.

IToBTOpHO GoOJIee pacmupeHHoe DMI-uccnenoBanue
6b110 poBeaeHo 17.10.2022. CTUMYISLIMOHHOE UCCIEN0-
BaHUE BKJII0YAJIO TECTUPOBAHUE ABUTATEIbHbBIX U YyBCTBU -
TEJIbHBIX BOJIOKOH IepudepuYecKUX HEPBOB PYK M HOL.
CPB no nepugepudeckm HepBaM PyK U HOT ObLjIa B HOpP-
Me IIpY TeCTUPOBAHUHU KaK JBUTATEIbHBIX, TAK U YyBCTBU -
TeJIbHBIX BOJIOKOH. CHUXEeHUE aMIUTUTYabl M-0TBeTa ObI-
JI0 OOHAPYXXEHO IPU TECTUPOBAHMU CPEAMHHOIO U JIOKTE-
Boro HepBoB ciieBa — 2,1 MB (N 2> 3,0 MB) u 2,8 MB cneBa
(N > 3,0 MB) cooTBeTCTBEHHO, a TaKKe IMPU CTUMYJISILIUU
Maio0epI1I0BOro HEPBA U perucTpaiuu M-oTBeTa ¢ KOpoT-
KOro pasrubareisi majiblieB cToIbl — ciipaBa 1,0 MB, cie-
Ba 1,0 MB (N > 1,3 MB) — u nipu perucrpamyu M-otBeTa
¢ mepeaHeit 60Jible0epIIoBOi MBIl — cipaBa 0,9 MB,
cinena 1,3 MB (N > 3,0 MB).

[Ipy Urosb4aTOM MCCICAOBAHUM MBIIIIL PYK ObLIU 3a-
peructpuposanbl [11E co cpenHeii ATUTeTbHOCTBIO, 3HAUU -
TeJIbHO MpeBbIlIalolIeli HopMaTUBHbIE 3HaUeHusT, — 11,8 Mc
(N = 8,4 mc), T.e. +40,0% 11 NeNBTOBUIHON MBIIIILIBI
n 12,7 Mc (N =7,8 Mc), T.e. +63,1% 114 0611€ero pasrudare-
Jig nanbleB Kuctu. Cpennss amriuaryaa ITJIE Takcke Oblia
HaMHOro 0osbIie HOpMbl — 1251 MKB 111 nenbToBUIHOM
MblIbl. ClIOHTaHHAsI aKTUBHOCTh B BUIIE €NMHUYHBIX T10-

Clinical cases
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TEHIIMAIOB (DMOPVJUISIIIAIA 1 TIOJIOXKHUTEILHBIX OCTPHIX BOJTH
ObL1a OOHApyXKeHa B AeJIbTOBUIHOM MBILILIE.

[Ipy wurompyaToM MCCICMOBAHWM MBIIII HOT OBLIA
3apeructpupoBaHbl [1IE co cpemgHell MJIMTeNbHOCTHIO,
3HAUWUTEJbHO TIPEBBIIIAIONIC HOPMATUBHBIE 3HAYe-
Hust, — 11,7 mc (N = 9,2 mc), T.e. +26,7% nis1 60bILONM
aroguuHoii Mbimubl, 11,1 mc (N = 8,0 mc), T.e. +38,8%
71T UKPOHOXHOM MbIbel 1 12,3 Mc (N = 8,5 mc),
T.. +44,3% nnsa nepenHeil GOJbLIEOEPLIOBOM MBIIIIIIbI.
Cpennga amrmumtyga ITE Takke 6buta HaMHOTO 0OJIb-
11e HopMbl — 1268 MKB 111 60JIbIIIOM ATOAUYHON MbILI-
1bl, 2771 MKB — m1s1 ukpoHoxHoi#, 930 MkB — st iepen-
Helt 00J1b11e0epI1oBOoit MBIIIIEI. CITOHTaHHASI aKTUBHOCTD
B BUIE SAMHUYHBIX TOTCHUINAIOB (PUOPMILISLINI U TI0JI0-
JKUTEJIbHBIX OCTPHIX BOJIH ObLJIa 3apeTHUCTPUPOBAaHA B 00JIb-
LLIO¥ ATOAVMYHOM U nepenHeit 00ble0epLIOBOI MbIIIILIAX.

INartepH pexkpyrupoBanus [1J1E B kaxknoM MecTte Bcex
HCCIIEIOBAHHBIX MBIIIIIT OBLT pa3peXXeHHBIM.

Takum obpa3oM, pesynbTaThl TOBTOpHOTO DMI-nc-
CJIeMOBaHUS YKa3bIBaJd Ha IMOpakeHMe MOTOHEHPOHOB
CITMHHOTO MO3ra Ha YPOBHE IICHTHOTO 1 MOSICHUYHO-KpPe-
CTLIOBOTO yTOJIIeHui. [Ip1 3TOM CKOpOCTh pacrpocTpa-
HEHUSI BO30YXIECHUs IO MepudepruIecKuM HepBaM pPyK
U HOT He ObljIa HapyllleHa.

MPT ronoBHOro Mo3ra u CiMHHOTo Mo3ra: MP-naH-
HBIX 32 00bEMHOE,/0YaroBoe MopakeHue BeIIecTBa TOJIOB-
HOTO MO3ra He MOJTyJYeHO.

MPT-tpakrorpadus: 3HaueHns1 (GpakKIMOHHON aHU-
30TPOIMHU C JABYX CTOPOH COOTBETCTBYIOT pethepeHCHBIM
3HAYCHUSIM.

[lo maHHBIM 3X0OKapauorpaduu: OTKPBITOE OBAJIbHOE
okHo. I[ToocTu cepaiia He pacIIMpPeHbI, CTEHKU HE yTOJ-
IIEHBI, KJIaIllaHbl ¥ KPYITHBIC COCYIBI HE M3MEHEHBI, (DyHK-
LOHAaJIbHbBIE ITApaMETPHL cepala B HopMe. Pe6EHOK ObLI
KOHCYJIBTUPOBAaH KapAMOJIOTOM, BBICTABIICH IMArHO3:
«Mautple aHOMaJIMK Pa3BUTHUS CEPIIA: OTKPHITOEC OBAJTLHOE
okHo. HK 0», pekomeHIOBaH TMHAMUYECKUI KOHTPOIb
sxokapauorpaduu 1 pa3 B rof.

YibTpa3ByKoBOe MCClIeNOBaHME OPraHOB OpPIOLIHOMN
MTOJIOCTH: CIUICHOMETAJINSI, BRIPasKEHHBIN METEOPHU3M.

IIpoaHanu3upoBaHbl pe3yabTaThl MPOBEAEHHOIO MO-
JIEKYJISIPHO-TEHETUYECKOTO MCCACHOBAaHUSI — BBISIBIIC-
Ha paHee OIMCaHHas de novo TETEPO3UTOTHAS MyTallvsl
chrl4:78028811C>T B 6-m skoHe reHa SPTLC2, npuso-
IsImasi K aMIHOKUCIIOTHOM 3aMeHe p. Glu260Lys. JlanHas
MyTauus omucaHa y manueHToB ¢ BAC B HeykazaHHOM
dbopwmarte [8], a Takke Myraruu B reHe SPTLC2 onucaHbl
y nanmeHToB ¢ BAC ¢ pa3nmyHbIM Bo3pacToM nebioTa [9]
My ITALIMEHTOB C HACJIEACTBEHHOM CEHCOPHOU 1 aBTOHOM -
Hoil Heliporatueit, Tun 1C (He COOTBETCTBYET KIIMHNYEC-
CKOIf KapTuHe y TpobaHaa). [IpoBeneHa Baaumaiys BoISIB-
JICHHOTO HYKJICOTUIHOTO BapuaHTa chrl4:78028811C>Tes
redHa SPTLC2y nipobaHaa METOIOM MPSIMOTO aBTOMaTHUe-
CKOT0 CeKBEeHMpOBaHMs 1o CaHTEpy.

ITo COBOKYIMHOCTH KJIMHWYECKUX TPM3HAKOB IOpa-
XKEHUS LHEHTPAJIbHOIO MOTOHEMPOHA B BUIIE ITMPAMUIHOM
CUMIITOMATUKHU B HIDKHMX KOHEYHOCTSIX (CIIaCTUYECKU

Clinical cases

KnuHnuyeckne cnyyan

naparnape3 B ae0lTe 3a0oJieBaHUSI, NaTOJIOTMYECKUM
pediiekc babmHCKOTO ¢ ABYX CTOPOH, KJIOHYCHI CTOIT)
1 Tepudepuueckoro MoToHelpoHa ((pacumKyIsIuun
n aTpodus sI3bIKa, BSUIBINA TeTparape3, rTunoTpodus Ko-
HEYHOCTEH, CHIDKEHUE CYXOXUIBHBIX pe(IEKCOB B HIX-
HUX KOHeYHOCTAX); DHMI -nmpru3HakoB mopaxxeHUs MO-
TOHEMPOHOB MOSICHUYHO-KPECTLOBOIO U IIEUHOTO yTOJI-
IIEHUS, MO3BOJISIIOT ITMArHOCTUPOBATh B COOTBETCTBUU
¢ kputepusimu «lonng-Kocrta» [10] kauHmyecku BAC
y NauueHTa.

TakuMm oOpa3oM, Y4UThIBasi COOTBETCTBUE KIMHUYE-
cKoil KapTuHBI 1 DMI-KputepueB, a TakKe pe3ysbTaToOB
MOJIEKYJISIPHO-TEHETUYECKOTO 00C/Ien0BaHus, PEOEHKY
BBICTaBJIEH OKOHYATEIbHbIN nuarHo3 «KOBeHubHBIN 60-
KOBO# aMMOTpODUUYECKUIl CKIIepO3, 00YCTOBIICHHBIN My-
tamueid B reHe SPTLC2».

O6cyxpaeHne

YuuteiBasi BapuabenbHBIN (EeHOTUI, pa3HOOOpa3ue
KJIMHUYECKOI KapTUHBI, 00JIee MEIUIEHHOE IIPOTPEeCcCCUpo-
BaHMe, 3aMono3puTh 1 auarHoctupoBaTh BAC y pe6éHka
He BCeraa MpocTo.

VY Hairero nmanyeHTa IJIaBHBIM HEBPOJIOTUIECKUM TIPO-
SIBJICHUEM, C KOTOPOTO NEOIOTUPOBAIO 3a00JIeBaHUE, SIB-
JISICS HUDKHUM cracTUYecKuii nmapanape3. PeGéHok mium-
TeJIbHOE BpeMsT HaOIOMAaJICsI ¢ UarHo30oM «[leTckuii 1epe-
OpaJbHBINM Tapaand, CIIacTUYecKask OUILICTHs», HECMOTPS
Ha JOCTAaTOYHO MO3AHUMN Ae0I0T KIMHUYECKOW CUMITOMA-
TUKU ¢ 1 roga 7 MeC M OTCYTCTBUE CTPYKTYPHBIX U3BMEHEHUI
Ha MPT ronoBHOro mMosra. YumTbiBasi Iporpeccupyoimni
XapakTep KIMHUYECKO CUMIITOMATUKHU, OBLIO 3aI10I03pe-
HO TEYECHME HACJIEACTBCHHOM CIIAaCTUYECKOM Iaparieruu,
IMPOBOIMJIOCH MOJIEKYJISIPHO-TEeHETHUECKOe 00CIIeIOBaHUE
peOEHKa W pomMTesieil I MOATBEPKICHUS/MCKIIOYCHIE
MAHHOTO IMarHo3a. B manmpHeliniem B cBSI3W ¢ TpaHchop-
MalMell HWKHETO CIIACTUYECKOIO Maparape3a B BSUIbIA
TeTpanape3 ¢ ruropedeKcueit, BISIBJICHHBIM 10 JaHHBIM
DHMI nopaxeHreM MOTOHEHPOHOB CITMHHOIO MO3Ta, IO~
3BOJIMJIO 3aTI0J03PUTh Y peOEHKA CIIMHAIbHYHO-MbIILIEYHYIO
aTpoduio, MarHo3 BIIOCIAENCTBUN ObLT MCKITIOYEH.

Haxe HecMOTpsT Ha XapakTepHyo 111 BAC kimHnye-
CKyl0 KapTuHy, cootBeTcTBUe DHMI-Kputepuen, naH-
HbIA TMarHo3 y peb€HkKa He paccMaTpUBAJICs 10 TOCHUTA-
JIN3aIlMU B HAIlle OTAEJCHHE.

HeobGxonumMo TIOBbIIIIEHME HACTOPOXEHHOCTU Cpe-
I CIICLIMAJIMCTOB (HEBPOJIOTOB, T€HETHKOB, IEINATPOB)
0 peakux 1oBeHWIbHBIX ¢opmax BAC m HeoOXogmMocTu
MPOBEICHUS MOJIEKYJIIPHO-TEHETUIECKOTO OOC/ICIOBaHMS,
MOCKOJIBKY 10BeHWIbHBIN BAC dallle MMeeT reHeTu4ecKoe
MpoucxoxaeHue: okojio 40% ciydaeB CBSI3aHbI C MyTalUsI-
MU B KOHKpPETHBIX reHax [11], B To Bpemsl KaK y B3POCJIbIX
dbopm — He 6onee 10% [12—14]. IIporHo3 u TeyeHue 3a00s1e-
BaHUs 1oBeHUJIbHOro BAC BapbupyeT B 3aBUCMMOCTH OT MY-
TalliX B T€HE: OT OYEHB arpeCCUBHOIO TEYCHUS IO MEUICHHO
IIPOTPECCUPYIOIIETO, TOTna Kak B3pociibie hopmbl BAC mou-
TH BCETIa MMEIOT arpeCCUBHOE TEYCHME C JICTAIbHBIM MCXO0-
IIoM uepe3 2—3 roga ot nebrota 3aboneBaHus [15].
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3ak/oueHve

[IpencraBneHHbIE HAMU KIMHUYECKUN CIIydYail SIB-
JIsieTcs peaKuM BapuaHTOM toBeHMIbHOTo BAC, 00y-
CJIOBJIEHHBIN MyTauueil B reHe SPTLC2, KOTOphIi ae-
MOHCTPUPYET HaM HEOOXOIMMOCTb TOIYISIpU3aIuu
3HAaHUM O TaKUX HAOJIOACHUSIX CPEeIM IIMPOKOTO Kpyra
CHEeUAIUCTOB, MJISI TOBBIIIEHUS HACTOPOXEHHOCTHU
0 peakux oBeHUIbHBIX opMax BAC, a Takxke 00 3¢-
(EeKTUBHOCTU MOJIEKYJISIPHO-TeHETUYECKON NUAarHOCTH -
KM C MCTIOJIb30BaHUEM TEXHOJIOTHHY BbICOKOTIPOU3BOIM -
TEJILHOTO CEKBEHUPOBAHMUSI.
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