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Po60oTu3npoBaHHbIN 3K30CKeneT Remotion

B aMOynaTopHoi peadbunurauumn xoabL0bl y MONOAbIX
B3POC/bIX NALUEHTOB C AETCKUM LiepebpanbHbIM
napaanyom

A.E. Crnotunal, A.C. Tityxos!, A.H. Ocrposckuii?, K.A. Caprean3, JI.A. Casun?, E.C. Fkonnukosa!l,
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KoHTaKThI:

AHacracus EsrenbeBHa CnoTuHa slotina@neurology.ru

BBepeHue. HecMoTpsa Ha To YTO Npobneme peabunuTalLMm NaunueHToB ¢ AeTCKUM LepebpanbHbeiM napanuyom (ALUM) no-
CBAUEHO GOMbLIOE KONMYECTBO UCCNEA0BAHMI, BONPOCH NPUMEHEHWUS BOCCTAHOBUTENLHOMO fIEYEHUS ANs B3POCNOro
KOHTWMHIeHTa NaLMeHTOB C JAHHOM NaTONOr1e OCTAIOTCA MaNOU3yYeHHbIMU. BbICOKOTEXHONOMMYHAS POGOTU3MPOBAHHAS
peabunuTauus C NpUMEHEHUEM 3K30CKENETHbIX KOMMIEKCOB As BOCCTAHOBEHNA (BYHKLMW X0AbObI XOPOLIO 3apeKoMeH-
AoBana cebs npu pasnnyHbLIX HEBPONOTUYECKUX 3ab0NeBaHUAX, B TOM yucne npu peabunutauum aetein ¢ AUMN. OgHako
BOMPOCHI NPUMEHEHNSA AaHHbIX METOAO0B Y B3POC/bIX NALMUEHTOB TPEBYIOT AaNbHENRWEr0 YTOUHEHMS.

Llenb uccnepoBaHuA — U3yYuTh BMsHWUE POBOTU3NPOBAHHOIM LIMKINYECKON TPEHMPOBKM B 3K30CKeNeTe B aMByNaToOpHbIX
YCNOBUAX Ha MOBUIBHOCTb, CKOPOCTb 1 GUOMEXaHUKY XOAbObI y B3pOC/bIX nauneHTos ¢ AL (CTYAEHTOB MHKNIO3UBHOTO
BbICLIEro yyebHOro 3aBefeHus ), onpeaenus LLenecoobpasHocTb (BbINOAHUMOCTb U 3D(EKTUBHOCTL) BbICOKOTEXHONOMMY-
HOI aMbyNaTopHOIl ABMraTeNbHON peabunutaym 4N faHHOW Kateropumn 6oNbHLIX.

Marepuanbl u MmeToabl. B nccnegosaHue 6b110 BkNtoueHo 11 naumeHToB co cnactuyeckoit popmoii LM (cnactuyeckas
gunnerus), II-IIT ypoBHeM no tyHKUWOHanbHoOW Knaccudukauum Gross Motor Function Classification System. Bcem
nauueHTam nposogunoch 10 TpeHUpPOBOK Ha poGOTU3MPOBAHHOM 3K30CKeNeTHOM Komnnekce Remotion (AO «Bomxckuit
3NeKTpOMexaHuyeckuii 3aBoay, Poccuiickas Pepepauus) 1 pas B fieHs, 5 fHeit B Hefiento. ins KNMHUYECKON OLLEHKHM Bbinu
MCMONb30BaHbI TECT «BCTaHb 1 Man» 1 TecT Ha npoxoxaeHue 10 M. [1ns 06beKTUBU3ALMN AAHHBIX KIUHUYECKON OLEHKM
NpoBOAMNACh OLEHKA BUOMEXaHUKU LMKIMYECKOi xoab0bl Ha cucTeMe «buomexaruka Hespokop» (000 «Hespokopy,
Poccuiickas Pepepauus).

Pe3ynbrarbl. [T0Ka3aHo KNMHUYECKM 3HAYMMOE YBENUYEeHNe MOBUNBLHOCTM No TecTy «BcTaHb 1 ugmuy» (p <0,05) 1 ckopocTu
ObICcTpoit XoAb0bI MO TecTy Ha npoxoxaeHue 10 M (p <0,05). Mpu aHanu3e GuoMexaHUKU XOAbObLI NaLUeHTbl GblIM pas-
LeneHbl Ha 2 rpynnbl: rpynny CUMMeTPUYHOI Xofb0bl (1 = 5) W rpynny acuMMeTpuyHoit xoab6el (n = 5). B rpynne acum-
MeTPUYHOM X0fbObI HABNOAANOCH CTATUCTUYECKM 3HAYMMOE YAyYlieHWe cuMMeTpum (has Wwara nocse Kypca peabunurauymm
Ha 3K30CKeneTHOM Komnnekce Remotion. [laHHble M3MeHEHMS NPOUCXOAMIMN 3a CYET YMeHblIEeHUs KOMMEeHCAaTOPHBIX
JBUXKEHWII B Ta306epeHHOM CyCTaBe, a TaKkKe HopManu3auun $hasoBbix XapaKTEPUCTUK yrnoB crubaHus/pasrubaHus
CYCTABOB HUMKHUX KOHEYHOCTEA.

BbiBoAbl. [lpoBefieHHOe UccnefoBaHWe NO3BOANNO NOATBEPAUT, YTO ambynatopHas ABUrateNbHas peabunutauus
y B3POC/bIX NALMEHTOB C PaHee YCTaHOBEHHbIM fuarHo3om ALUIMN ¢ npumeHeHnem poboTU3NPOBAHHOM TePanuM HA IK30-
CKEeNeTHOM KOMMNJIEKCE, NPoAosIKanWux 0bydeHune B BoiCIEM y4eOHOM 3aBeeH!M, BO3MOXHA, LienecoobpasHa 1 addek-
TUBHA.

KnioueBble cnoBa: fetckuii uepeGpanbHbiil napanuy, peabunutalus, 3k3ockener, xoabba, B3pocnblit Bozpact

Ana uutuposanusa: Cnotuna A.E., Myxos A.C., Octposckuit A.H. u gp. Po6oTn3npoBaHHbIi 3k30cKeneT Remotion B am-
GynatopHoii peabunutaumn xoas0bl Y MONOABIX B3POC/bIX NALUEHTOB C ETCKUM LiepebpanbHeliM napanuyom. HepsHo-
MbllweyHble 6one3Hn 2026;16(2):10-20.
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Robotic exoskeleton Remotion in outpatient gait rehabilitation for young adult patients
with cerebral palsy

A.E. Slotina’, A.S. Glukhov', A.N. Ostrovskiy?, K.A. Sargsyan’, L.A. Savin®, E.S. Ikonnikova’, O.A. Kirichenko’,
S.N. Illarioshkin® ¢, I.V. Mikhalyov?, N.A. Suponeva’
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2Russian State University of Social Technologies; 49 Losinoostrovskaya St., Moscow 107150, Russia;
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4Russian University of Medicine, Ministry of Health of Russia; 4 Dolgorukovskaya St., Moscow 127006, Russia

Contacts:

Anastasiya Evgenyevna Slotina slotina@neurology.ru

Background. Although a significant number of studies have focused on the rehabilitation of children patients with
cerebral palsy (CP), the use of restorative treatment in the adult population with this pathology remains understudied.
High-technology robot-assisted rehabilitation using exoskeleton systems for gait restoration has proven effective
in various neurological disorders, including the rehabilitation of children with CP. However, questions concerning
the application of these methods in adult patients require further clarification.

Aim. To investigate the effect of robot-assisted gait training in an exoskeleton in an outpatient setting on mobility,
gait speed, and gait biomechanics in adult patients with CP (students of an inclusive university), and to determine
the feasibility and effectiveness (i.e., the appropriateness) of outpatient motor rehabilitation using such training
for this patient population.

Materials and methods. The study included 11 patients with spastic CP (spastic diplegia), classified as Gross Motor
Function Classification System levels IT-III. All patients underwent 10 training sessions on the Remotion robotic exoskeleton
system (JSC "Volzhsky Electromechanical Plant", Russian Federation) once a day, 5 days a week. Clinical assessment included
the timed up and go test and the 10-meter walk test. To objectify the clinical assessment data, biomechanical analysis
of cyclic walking was performed using the Biomekhanika Nevrokor system (LLC Nevrokor, Russian Federation).

Results. The study demonstrated a clinically significant improvement in mobility as assessed by the timed up and go test
(p <0.05) and in fast walking speed measured by the 10-meter walk test (p <0.05). Based on the gait biomechanics analysis,
the patients were divided into two groups: a symmetric gait group (n = 5) and an asymmetric gait group (n = 5).
In the asymmetric gait group, a statistically significant improvement in step phase symmetry was observed after
the rehabilitation course using the Remotion exoskeleton system. These changes occurred due to a reduction
in compensatory movements at the hip joint and normalization of the phase characteristics of the flexion/extension
angles of the lower limb joints.

Conclusion. The present study confirmed that outpatient motor rehabilitation using robot-assisted therapy with an exoskeleton
system is feasible, appropriate, and effective in adult patients with a previously established diagnosis of CP who are continuing
their higher education.

Keywords: cerebral palsy, rehabilitation, exoskeleton, gait, adult

For citation: Slotina A.E., Glukhov A.S., Ostrovskiy A.N. et al. Robotic exoskeleton Remotion in outpatient gait
rehabilitation for young adult patients with cerebral palsy. Nervno-myshechnye bolezni = Neuromuscular Diseases
2026;16(2):10-20. (In Russ.).

DOI: https://doi.org/10.17650/2222-8721-2026-16-2-10-20

BBepeHue

ITpobaeme nzyueHust 3¢GEeKTUBHOCTU pa3IMUHbIX Me-
TOJIOB PeabWIMTALIMK ITALIMEHTOB C IETCKUM LiepeOpaIbHbIM
napanudoM ([ LLIT) yaensiercst 6obI10e BHUMaHME B OTe4e-
CTBEHHBIX 1 3apyOeXHBIX cclenoBaHusX. B Poccuiickoii
®enepaliy AeWMCTBYIOT KJIMHUYECKHE PEKOMEHIALIUMU
no BeneHuto nauueHToB ¢ A1II1, koTopbie BKIIOYAIOT Me-
TOAbI peaduInTALIMK C YPOBHEM MX JOKa3aTeIbHOCTH [1].
IIpu cnacTryeckux popmax, B TOM YMCIEe CIACTHYECKOM
JATIJIETUA, CPEAN PEaOMINTAllMOHHBIX METOIUK, KOTOPBIE
ITOKa3bIBalOT HAMOOJIBIIIMIT YPOBEHb JOCTOBEPHOCTH JI0KA-
3aTesibcTB 1o Knaccugukanuu GRADE, BeiaensioT 60ty-
ymHoTtepanuio (1A) u pusnyeckyro peadbunutanuio (1B) [1].
K 6a3zoBbIiM MeTomam (usndeckoii Tepanuu (peaduanuTa-
LIMK), Yallle BCero nmpuMeHseMbiM y naueHToB ¢ JLIIT,

OTHOCSTCS JieueOHasi TMMHACTHKA, MeXaHOTepaIvsl U po-
o0oTusupoBaHHas Tepanus [2]. HecMoTps Ha To uTO mpo-
osiema peadbwiutaivu npu J1LIT noctatouHo xopo1o usy-
YeHa, COXPAHAIOTCH TPYLHOCTU C BEIEHUEM MALlMEHTOB
cTapiiero Bo3pacrta (riociie 18 et). Kak mokaspiBaeT aHaIu3
JIUTEpaTyphl, B HACTOSIIIEE BpeMsI HEe pa3pabOTaHO eMUHBIX
CTaHAapTOB MO OKa3aHMUIO peabWIMTALIMOHHON ITOMOIIM
B3pocbiM natmeHTam ¢ LT, mpu aToM oTMedaeTcst Heco-
MHEHHasl BAXKHOCTb JaHHOM MpooOieMbl [3]. B 3apy0eskHbIX
CUCTEeMaTHYECKMX 0030pax TAKKe OTMEYAeTCsT OrpaHNYCHHOE
KOJIMYECTBO UCCJICAOBAaHUI 1O MPUMEHEHMIO (DM3NYECKOI
peabunuTauuy y B3pocibix nanueHToB ¢ LI [4], ogHako
HMMEIOIIMECs TaHHbIe YKa3hIBAalOT Ha TO, YTO Pa3IMYHbIE
CUJIOBBIE TPEHUPOBKU ITOJIOXKUTEIBHO BIUSIOT Ha (PyHK-
LIVIO XOABOHI |5, 6].
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PoGoTtusnpoBaHHas Tepanus Xoab0bl YXKe J0CTaTOYHO
JIaBHO 3apeKOMEH/I0BajIa ce0s1 B KaueCTBE MeToa peadu-
JIMTALIMK Y TALMEHTOB C Pa3IMYHBIMU HEBPOJIOTMUYECKUMU
3aboseBaHusmu [7—10]. JlaHHast MeToaMKa BeCbMa yCIIell-
HO MpHMEHSIETCs ¢ Leliblo peadbunutauuu aeteit ¢ JLITT
[11—13] u BkIIOYEHA B KJIMHUYECKUE PEKOMEHAALIUU
B Poccuiickoit @enepannm [1]. HecMoTps Ha xopoliyio
3¢bGEKTUBHOCTD Y IeTeil, KOJIUYECTBO MCCIIeHOBaHUIMA
Ha B3pocybix nanueHTtax ¢ LI BecbkMa orpaHU4YeHHO.
Kak 1oka3bIBalOT OTAeIbHbIE UCCICIOBAHMS Y B3POCIIBIX
TMalMEeHTOB, TTOJIYYalOIINX POOOTU3UPOBAHHYIO TPEHUPOB-
Ky Ha KomIuiekce Lokomat, HabGmogaeTcss KIMHUYECKU
3HAYMMOE YiIydllleHue (GYHKIUU XOAbObl B CpaBHEHUM
¢ TpaIUMLMOHHOM peabuiuTalueit, 6ojee Toro, apdekr
MOoJA00OHO! TPEHUPOBKU COXpaHseTcs U 4yepe3 3—4 Mec
rnmocie Kypca [14].

CrenyeT TakXe YUUThIBaTh, YTO Y B3POCIIbIX ITALIIEHTOB
¢ LTI Bo3pacTaeT akTyaabHOCTb aMOy/IaTOPHOM peadbu-
JINTAllUM, BCTPOEHHOW B PEXMM MX OOBIYHOM XXU3HM,
0e3 oTphIBa OT yueObl WM pabdoThl. Peanu3zaiust Takoro
IOIX0O/1a B HAlllell CTpaHe OrpaHUYeHa, TaK Kak 3-i1 aTan
peabuvTalyuy eiie HaXOAUTCS Ha CTaauu (popMUpOBaHYs.
OnHako MoTeHLMaJl MOJOOHBIX TPEHUPOBOK J0CTATOYHO
BBICOK. Tak, ObIJIO TT0OKa3aHO MOBBILIEHUE CKOPOCTH XO/Ib-
OblI, IJTMHBI 1Iara ¥ YaCTOTHI 11ar0B IIPU MCITOJIb30BAaHUM
HocuMbIX 3Kk30ckeneToB (HAL) B kauecTBe MeTona peabu-
JIMTALIMU Y B3pocbix mauueHToB ¢ JALIIT [15].

BbuomexaHndeckuii aHaNIN3 ABUXKEHUM — OOBEKTHUB-
HBIII METOJI aHaAJIM3a, TIO3BOJIIONINI 3a(UKCUPOBATh U3-
MEHEHMS LIMKJIA Il1ara 1 KHWHEMaTUYeCKUX MmapaMeTpoOB
JBIDKEHUMI CYCTAaBOB ITOC/Ie TPeHUPOBKU. OH MO3BOJISET
ITOIPOOHO aHAIM3UPOBATH TIOXOIKY B YCJIOBMSIX ITATOJIOTUH,
BBISIBJIITH MEXaHU3Mbl HApYIICHU M MX KOMITCHCAIIUU,
a TakKe OTCJIeXKMBaTh IMHAMUKY. B muTepatype umeercs
TOJBKO 1 TyOauKauusl KIMHUYECKOTO ciiydast 52-JeTHel
nauueHTku ¢ JALTIT, onuceiBatoniag u3aMeHeHUs1 0MoMexa-
HMYECKUX ITapaMeTPOB X0Ab0bI Ha (hOHE POOOTU3UPOBAH-
HOW TpeHUPOoBKH [16]. Takum 00pa3zoM, N3ydeHNE BIVSTHHS
POOOTU3MPOBAHHBIX MEXaHOTEPAIEBTUYECKUX TPEHUPOBOK
B 9K30CKeJIeTe VIl HYDKHUX KOHEYHOCTE Ha KITMHUYEeCKIEe
1 GrOMeXaHNYeCKMe apamMeTpbl GYHKLIMU XOObObI Y B3pOC-
JbIX manueHToB ¢ JALIT saBiaseTcs: akTyaabHOI 3agadeii.

AKTYaJTbHOCTb UCCJIEOBAHUS IO OOOCHOBAHUIO BO3-
MOXHOCTH ¥ 3(DEKTUBHOCTU MPUMEHEHUST POOOTU3MPO-
BaHHOTI'O 5K30CKeJIeTa y B3POC/IbIX MAllMEHTOB, UMEIOIINX
HapylieHus1 xoabobl Beseactsue LI, oOycnoBieHa mo-
HMCKOM JCHCTBEHHBIX MEXaHU3MOB pealli3alliy PeaduIn -
TAallMOHHOTO Mpoliecca B IEPUOJ HAXOXIEHUS] BHE MecTa
MPONYCKY Y HEMPEPBIBHOTO MPOBEACHUS MEPOIPUSTUIA
WHIMBUAYaJTbHON ITPOrpaMMbl peadMINTALIMY WIX a0WIH-
tauuu. OneIT Poccuiickoro rocynapcTBEHHOTO YHUBEPCH -
TeTa COLIMAJIbHBIX TEXHOJIOTUI — eAMHCTBEHHOro B Poccuu
YHUBEPCUTETA, CIIELIMATIM3UPYIOLIErocs Ha paboTe ¢ 00-
YYaIOIIUMHKCS C UHBAJIMIHOCTBIO — IMOKa3aJl, YTO CTYIeH-
1ol ¢ ILIT1, mpuesxaloiye y4uThCsl U3 perMOHOB, YacTo
JIMIIAI0TCS peabuIUTallMOHHON MTOMOIIU M MOTYT MpO-

XOIUTh MEPOIIPUSITUS MHIMBUAYAJIbHON MPOrpaMMBI pe-
a0UIUTALIMU WA aOUIUTALIMU UCKITIOUUTEbHO B JIETHUE
MeCsIIIbl B TICPHMOJI OTITYCKOB WJIM ITPaKTUKU. Poccuiickuii
LIEHTP HEBPOJIOTUU U HEHPOHAYK COBMECTHO ¢ Kadenpor
HeBpoJIoruu jeyebHoro (akynsrera HayuHo-ob6pa3oBa-
TEJILHOTO WHCTUTYTAa KJIMHUYECKOW MEIMIMHBLI WM.
H.A. Cemamiko Poccuiickoro yHuBepcuTeTa MeIULIMHBI
Mun3znpaBa Poccuun Havasl cucTeMHOE COTPYIHUYECTBO
¢ PoccuiickuM rocynapcTBeHHBIM YHUBEPCUTETOM COII-
aJIbHBIX TEXHOJIOTUI B YaCTH IOMCKa PElIeHMI TI0 BOC-
MOJTHEHUIO TIPEACTABJISHHOTO BhIIIE ITPo0eIa B OpraHm3a-
UM peaduIUTaluM CTYAEHTOB C WHBAJIUIHOCTHIO
¢ IpUMEHEeHUeM HelipoTtexHosoruii. [1epBoit yacThio naH-
HOT'O MCCJICI0OBATEIBCKOTO ITPOEKTa CTaJIO MCIIONbh30BaHUE
pPOOOTU3MPOBAHHOTO 9K30CKeIeTa B aMOyJIaTOPHBIX YCII0-
Busix y ctyaeHToB ¢ JILIIT (¢ HapymeHusaMu Xoap0bl U MO-
ounbHOCTH). TToTy4eHHBIE pe3yabTaThl MPEANoIaraeTcs
HCIIOJIb30BaTh IPU pa3paboTKe KOMILIeKca Mep I10 peabu-
JINTAIIMKA O0YYaIoNIUXCS C MHBAJIUIHOCThIO 0€3 OTphIBa
OT 00pa30BaTEILHOTO Mpollecca.

Ieab uccenoBanus — N3yYUTh BIMSIHAE POOOTU3UPO-
BaHHOM LIMKJIMYECKOM TPEHUPOBKU B 3K30CKEJIETE B aM-
OyJIaTOPHBIX YCIIOBUSX Ha MOOMIIBHOCTh, CKOPOCTh M OMO-
MeXaHUKY XOoIbObl y B3pociabix mauueHToB ¢ LTI
(CTYIeHTOB MHKJIIO3UBHOIO BY3a), OIPEICIUB 1IeIeCO-
00pa3HOCTh (BBIMOJHUMOCTD U 3(P(HEeKTUBHOCTH) aMOyJ1a-
TOPHOI ABUTATEIbHOW peadbWIUTALIMU C TPUMEHEHUEM
TaKUX TPEHMPOBOK JJIsI JAHHOM KaTeropuu O0JIbHBIX.

Marepuanbi u metopbl

CKpUHMHT MALIMEHTOB U151 y4acTHsl B IIPOrpaMMe BbI-
COKOTEXHOJIOTUYHOI peaduITallMy IMTPOBOAMIICS Ha 0aze
KJIMHMKO-IUarHOCTUYecKoro otaeneHus boabauib! LieH-
Tpocoloda Poccuiickoit denepaniny ¢ yyacTeM Bpadeii-
HEBPOJIOTOB OOJIbHULIBL M COTPYAHUKOB Kadeapbl HEBPO-
Jorum Poccuiickoro yHHUBepcuUTeTa MEIUILIMHBI
Mun3znpasa Poccun.

C 1enplo 0TOOpa YYaCTHUKOB MCCIIeIOBaHMS ObLIN
U3y4eHbl aMOyJaTOpHbIE KapThl MPUKPEIIJIEHHOIO KOH-
TUHIeHTa MalreHToB (112 aMOyIaTOpHBIX KapT CTYAEHTOB
Poccuiickoro rocynapcTBEHHOIO YHUBEPCUTETA COLIMATb-
HBIX TEXHOJIOTUI1), U3 KOTOPbIX OTOOpaHbl 32 malueHTa
C OrpaHUYEHUSMU ABUTATEIbHBIX (DYHKIUI BCAEACTBUE
HeBpoJiornueckux 3adonesanuii (LI, cnuHanbHas TpaB-
Ma u 1p.).

B nocnenyronieM Ha OYHOM MpUeMe B KIIMHUKO-IKa-
THocTUYeckoM otaenaeHuu bonbHuULb! LleHTpocoros3a Poc-
cuiickoit Deaepalli CTyAEHTY MpPEJIaraloch MPUHSITh
ydJacTHie B MCCIICIOBaHNM «ATIpo0aIvs TeXHOJIOTHI pea-
OMIUTALMY JJISI CTYIEHTOB C OrpaHUYEHHBIMU BO3MOX-
HOCTSIMU 3[I0POBBST», IIOCJIE YeTO MPOBOIUIMCH COOp aHaM-
He3a, CTaHOApTHBIH HEBPOJOTUYECKUN OCMOTp,
9KCIepTHasl OlIeHKa MOKa3aHUI K TPEHUPOBKE Ha 9K30-
cKeJieTe, U3MepeHue CITaCTUYHOCTH IT0 1IKajie DIIBOopTa,
OlIEHKAa paBHOBeCHs 110 1IKaJIe 6anaHca bepr, Tect Ha mpo-
xoxaeHue 10 M, Tect «Bctanb 1 uan».
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HepBHo-mbiweyHbie 5OJIE3HH

B pesynbraTe CKpUHMHIOBOTO 00C/IeA0BaHMS 13 32 Ta-
LIMEHTOB B ITPOTrpaMMy BbICOKOTEXHOJOITMYHOMN peaduin-
TalMy OBUIM BKIIIOYEHBI 11 MallMeHTOB CO CacTUYECKOM
dopmoii JLIT (cmactuueckas aquruierusi), II—I11 ypoBHem
no ¢yHKuMoHadbHON Kiaccudukauuu Gross Motor
Function Classification System (GMFCS). Bospact
10 crynenToB — 19 nert, 1 cryneHTta — 20 JyeT.

Kputepun BKITIOYEHUS B UCCIEIOBaHUE:

* noaTBepxXaeHHbI auarHo3 LTI, II-III ypoBeHb
no GMEFECS;

* HapylieHue (YHKLUU XOoAbObl oT 1 mo 3 OGasioB
no MexayHapogHo# Kiaaccudukauuy GyHKIIUOHU-
pOBaHMS;

* mape3 B MBIIIAX HIDKHMX KOHEYHOCTel oT 1 mo 3
6aytoB 1o mkaiie Medical Research Council sum score
(MRCss);

* CHACTMYHOCTH B MBIIIIIAX HIKHUX KOHEYHOCTEH OT 1
JIo 2 6aJuIoB 110 1IKaJje DIIBOpTa.

Kputepun HEBKIIIOYEHUS B UCCIICIOBAHME:

* HEBO3MOXHOCTb CAMOCTOSITEJIBHOI XOIBOBI (C OITOpOoit
uinu 6e3);

* TpyOble HApyILICHUSI 3pEHUS WM CJIyxa, KOTOpPbIE
HE TTO3BOJISTIOT BBITIOJHSITH MHCTPYKIINH;

 Macca tesa <50 u >150 kr;

* poct <115u >210 cm;

* YKOpOYEHUE HIKHEN KOHEYHOCTH Ha 2 CM M boJiee;

* CIACTUYHOCTh B MBIIIIIAX HIXKHUX KOHEUHOCTe (3 6a-
J1a ¥ BBbIIIIE 1O 1IKajie DIIBOPTa);

* rpy6as aecdopmaliyis TO3BOHOYHMKA (CKOJIMOTUYECKAS
o6onesnp [II-1V crenenn u T. 1.);

* HEKOHCOJIMIMPOBAHHBIH TIepelioM (JT100ast TOKATU3ALIMS ),

* OCTEOIIOPO3 JIIOOOI CTENEeHM, a TaKXkKe OCTCONCHUS
B COYETAaHUM C TIepejioMaMu B aHaMHe3¢e;

* MAaTOJIOTMSI CYCTaBOB HIKHMX KOHEYHOCTEU (apTpo3
III-IV crenenu, acenTUYEeCKMii HEKPO3 FOJIOBKU Oe-
JIPEHHOI KOCTH, AUCTUIA3MK CYCTAaBOB (BbIPAXKEHHBIE),
KOHTPAKTYpPhI CYCTaBOB Pa3IMYHOIO BUAA U 1Ip.);

* apTpone3bl CYCTABOB HIDKHUX KOHEYHOCTEIH;

* MOBpEXIEHMS MATKUX TKaHel (He3aledYeHHbIE TPO-
JIEXKHU, OEPMATUTHl B 00JaCTM KPEIUICHUS MaHXeT
up.);

* OPTOCTaTMYECKHUE PEaKIIUM;

* BEHO3Hasl HEIOCTAaTOYHOCTh HIDKHMX KOHEYHOCTEI
II crenenu, TpoM003 BEeH HUKHUX KOHEYHOCTEH, OT-
€K1 HIDKHUX KOHEUHOCTEN;

* 3a00JieBaHMsI BHYTPEHHUX OPTaHOB B CTJIMK 000CTpe-
HUS WM JeKOMIICHCAIIUM;

* BBIpaXXCHHBIC U rpyOble KOTHUTUBHBIC PACCTPOMCTBA,
HE TTO3BOJISTIOIINE BBITTOJIHATD MHCTPYKIIVY;

* SMUJICTICHSI.

Kputepun UCKIIOYeHUS U3 UCCIIETOBAHMSI:

* pa3BUTHE B IIPOLIeCCe peabMIMTALIMU OCTPhIX MHDEK-
LIMOHHBIX 3a00JIeBaHUI, IEKOMITEHCALIMU COMaThye-
CKOW MaTOJIOTMM WJIM JAPYTUX OCTPBIX COCTOSIHUIA,
TPeOYOIIMX IIPEPhIBAHUS KypCa;

* OTKa3 MalueHTa OT YYacTUs B UCCIeOBAHUU.

[Mocne moanucanuss MHGOPMUPOBAHHOTO COIIACUS
Ha yJacTue B UCCIICIOBAaHUHU CTyACHTaM-MHBAJIUIAM TIPO-
BOAMJICS CTaHIAPTHBIN KOMILIEKC JIaOOPAaTOPHBIX U MH-
CTPYMEHTAJIbHBIX UCCJIEIOBaHU (00IIMe aHaTU3bl KPOBU
Y MOYH, 3JIeKTpoKaparorpadusi, peHTreHorpadust opraHoB
I'PYIHOM KJIETKH, a TaKKe peHTreHorpadusi o3BOHOYHM -
Ka, CYCTaBOB 10 ITOKa3aHUIM).

[Tocie uckIOYeHKS IPOTUBOIIOKA3aHMIA K peaObuInTa-
LIMOHHOMY JICYCHUIO IUISI ONpeAeieHUs] TTePeHOCUMOCTH
TPEHUPOBOK MallieHTaM ObUTO Ha3HaueHOo 10 ceaHCOB Tpe-
HUPOBKHU, 5 pa3 B HEAEIIO Ha POOOTU3UPOBAHHOM KOMILIEK-
ce TS peadMIUTAlY HIDKHIX KOHEYHOCTE 1 TPEHUPOBKK
xoab0bl Remotion (AO «Bokckuii aneKTpoMexaHnIeCKUit
3aBof», Poccniickasg Meneparus).

PoGoTr3upoBaHHBIN 3K30CKEIET MEAULIMHCKOTO Ha-
3HaueHMs1 Remotion mpeacTapisieT co00il BHEITHUI Me-
TaJUTMYECKUI KapKac ¢ 4 yIpaBIsieMbIMU 3JIEKTPOIIPUBO-
JnaMu, GMKCUPYEMBI Ha Tejie IMalMeHTa IOCPEACTBOM
MSITKMX MaHXeT, peMHei 1 3acTexkeK. Momy/In 3K30CKe-
JieTa BKJIIOYAIOT MOAY/Ib MOSICHUYHBINA, MOAYJIU Oempa
C BJICKTPOIIPUBOIOM (JIEBBIA 1 TIPaBBIii), MOLYJIN TOJIEHU
C 2JIEKTPOIIPUBOAOM (JIEBBII M MPaBbIiA), MOIYJIN CTOIIbI
(11eBBIN U TIpaBbIii), PYKOSITKU, CUCTEMY (PUKCALUU, CU-
CTeMy 3JICKTPONUTAHUS (aKKYMYJIATOpHast 0aTapest), ITyJIbT
yIpaBJeHMs, 3apsaHoe yeTpoiicTBo. KittoueBoit ocobeH-
HOCTBIO JAHHOI MOJEJN B OTJIMYME OT OOJIBIITMHCTBA Me-
JUILIMHCKUX 9K30CKEJICTOB, TOCTYITHBIX I peaOvIMTaIliu,
SIBJISIETCSI MOAYJIbHBIN MPUHIIUMIT KOHCTpYyKIMK. CuctemMa
IO3BOJIICT YYUTHIBATh OCOOEHHOCTH peabWIMTALIMU T1a-
LIMEHTA, UCTIOJIb3YsI aCUMMETPUYHbBIE KOH(UTYpalny (Ha-
IIpYMep, IPU OMHOCTOPOHHUX HapyieHusx). KoHCTpyk-
LIUST TaeT BO3MOXHOCTh NP HEOOXOAMMOCTH CHUMATh
JIMITHUE 3JIEMEHTBI (MOIY/IM) B 3aBUCIMOCTH OT MHIVBUILY-
aJIbHBIX TTOKA3aHWIl 1 110 Mepe YJIYJIIeHUsT TBUTATeIbHOM
AKTHBHOCTHM TallMEHTA, ITO3BOJISAS 3a0eiiCTBOBATh UMEHHO
T€ MBIIIIbLI, KOTOpble HeoOxonumo. [ToMuMo 3TOro KoH-
cTpyKirs Remotion gaeT BO3MOXHOCTb OAKITIOYATH B CITY-
yae HeOOXOOMMOCTU MOIY/IU JIeKTpoMuorpadpuu u pyHK-
LIMOHAJIBHOW 3JIEKTPOCTUMYJISIIUKM. POOOTHM3MpPOBaHHBII
BK30CKEJIET ITO3BOJISIET UCTIONIL30BATh CIICAYIOIINE ITATTEPHbI
JBIKEHUST: PEXXUM «BCTaTh/CECTh»; PEXXUM «UIATH/OCTaHO-
BUTBCST»; PEXHUM «II0BOPOT». [lepen Kaxnoi TpeHUPOBKOiA
MPOBOIMJIACH MHAMBHIYaIbHAsI HACTPOKa 9K30CKeeTa
B COOTBETCTBMM C aHTPOIIOMETPUYECCKUMMU TTapaMeTpaMu
MalyeHTa.

HnutenbHOCTh 1 TpeHUPOBKM cocTaBmia 60 MHUH
(BKITIOYAsT BpeMsi, HEOOXOIMMOE JUTsl HafleBaHUsI 3K30CKe-
Jeta). TpeHUPOBKA MPOXOAWIA B IIUKIMYECKOM peXrMe
Ha 0eroBOl JOPOXKE ¢ MHIWBUIYAJIbHBIM ITOA00OPOM CKO-
POCTH XOIBOBI, B 1IEJISIX 6€30IaCHOCTH ITPUMEHSIIACh CTpa-
XOBKa MallMeHTa MPpU MOMOIIY IMOJBECHOI0 MeXxaHHU3Ma.
[TpenMyI1IeCTBOM TaKOi1 TPEHUPOBKU SIBISIETCST BO3MOXKHOCTD
CUHXPOHU3UPOBATh IBIKEHMST 3K30CKe IeTa ¢ HanboJsiee KOM-
(opTHOI1 1151 MalMeHTa CKOPOCThIO, YTO B COBOKYITHOCTH
C pasrpy3Koii Beca CrioCOOCTBYET BOCITPOM3BEACHMIO OMO-
MEXaHNYECKU MPABUILHOTO IBUTATE/IBHOTO ITATTePHA XOIBObI.
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KomdoptHast ckopocTh ycraHaBmuBanach ot 0,8 1o 1,2 m/c,
CYOBEKTUBHO, TT0 OLIYIIICHMSIM IallieHTa BO BPEMS TPCHU -
POBKH.

B kxayecTBe KIMHUYECKUX METOJIOB ObUIM BbHIOpaHbI
2 6a30BbI€ LIKAIBI OLIEHKU (DYHKIIMH XOIBObI M PABHOBECHS:

e TecT «BcraHb M uAM» — OLIEHKA MOOMJIBHOCTH
pu xoawoe [17]. It onpeneaeHus cTereHu Hapyllie-
HMSI MOOMJIBHOCTH TIPH X060 MPUMEHSUIOCH pacipe-
JIeJICHUE TTalleHTOB 110 BPEMEHU BBITIOJTHEHMS TECTa,
OCHOBaHHOE Ha IaHHBIX, ITOJIy4YeHHBIX IIPU pa3padoT-
Ke HacTosel mKajsl [17]: BoIoJHEHUE TecTa MEHee
yeM 3a 10 ¢ — OTCYTCTBME HapylleHUs] MOOWJIBHOCTH;
10—19 ¢ — nierkoe HapyileHue MobrIbHOCTH; 20—29 ¢ —
yMepeHHOE HapyllleH1ue MOOMIbHOCTH; >30 ¢ — TsKe-
JIo¢ HapylleHre MOOMIIBHOCTH;

* TeCT Ha mpoxoxaeHue 10 M, KOTOPHI BBITOJHSIIN
C LIEJIbIO OTIPEACICHUSI CKOPOCTH KOM(OPTHOM 1 MaK-
CUMaJIbHOM X0Ab0bl. B rccienoBaHuu ObL1a UCTIONb-
30BaHa MoAu(ULIMPOBaHHAasI (COKpallleHHas1) BepCusl,
B KOTOPOI UCHBITYeMOMY ITPEIIaracTcsl MpOMTH IMC-
TaHLMIo B 10 M ¢ KOM(MOPTHOI M MAKCUMAJIBHOI CKOPO-
CTBIO, TIPH 3TOM 13 OOILIETO aHAJIN3a BEIYUTAIOTCS TICPBBIC
2M U (puHAIbHBIE 2 M, KOTOpbIE OTHOCATCS K (ha3am
WHULIMALMY U TOPMOXKEHUS TIpu xonsoe [18].

C 11eJIbI0 MTHCTPYMEHTAILHOM OLICHKY (DYHKITUM XO/Ib-
ObI, IBMXKCHUI CYCTaBOB M 0a30BBIX XapaKTePUCTHUK IIara
MPUMEHSUIACh CCTeMa aHaJIn3a HEPBHO-MBIIIIEYHOI (PyHK-
LI C OTCJIeXXMBaHMEM IBUXeHUs «buoMexanuka He-
Bpokop» (OO0 «Hespokop», Poccuiickast ®enepariinst).
J1st AMarHOCTUKY MCIOJIb30BAIOCHh S MHEPLIMAIbHBIX 1aT-
YUKOB, OCHAIIIEHHBIX aKCEJIEPOMETPOM, MarHETOMETPOM
Y TUPOCKOITOM. JIaTIYMKM pacroiarajuch Ha IMOSICHUIHOM
o0acTu, Ha YpoBHe Oeapa 1 ToJIeHU C 2 CTOPOH, UTO 00e-
CITEeYMBAJIO 3aIMCh ABMXKCHUI Ta300€IPEHHOIO 1 KOJICH-
HOT'O CYCTaBOB, a TAKXKe XapaKTepuCTUK (a3 1rara. OyHK-
LMs XOAbOBl aHAJIU3MpPOBaJIacCh B TOM Xe€ DPEXUME,
YTO Y ITPOBOAMIACH TPEHUPOBKA, — HIMKJIMYECKOM, Ha Oe-
TOBOI TOPOXKKeE ¢ KOM(POPTHOI CKOPOCThIO. OIUH MalieHT
ObUT UCKJIIOUEH M3 aHaIu3a OMOMEXaHUKU XOIbObl M3-

3a HEKOPPEKTHOM 3aluCcHy JaHHBIX TTOCJIE Kypca peaduiv-
tauuu. ITOroBoe 4nciio maiMeHTOB, BKIIIOYEHHBIX B aHa-
M3 OMOMEeXaHUKU Xonb0bl, cocTaBio 10.

CraTtuctuyeckasi oopadoTKa MpOBOAWIACH C ITOMOILbIO
HeTapaMeTpUYECKOro MeTona — Kputepusi BuikokcoHna
(TIipu cpaBHEHMHU 3aBUCUMBIX BbIOOPOK). OnucaTenbHas
CTaTUCTHKA PE3yJIbTaTOB KIMHUYECKOTO MCCIICIOBaHUS
MpeICTaB/IeHa B BUAE MEIMAHbI, a TAKXKE HIDKHETO M BEPX-
HEro KBapTWJICii, OIMcaTeIbHast CTaTUCTHKA IS TToKa3a-
Teseii OMOMeXaHUKY IBVDKEHUI — B BUIE CPEIHUX 3HAYE-
HMIA CO CTAHIAPTHBIM OTKJIOHEHUEM. IT10pOoroBEIM YpoBHEM
CTaTUCTUYECKOU focToBepHOCTU cunTanu p <0,05. AHanu3
JTAHHBIX IIPOBOIMJIM Ha TIEPCOHAIIBHOM KOMITBIOTEPE C ITPU-
MEHEHHMEM I1aKeTa IPUKJIaIHBIX mporpaMm Statsoft
Statistica v. 7.0.

Pe3synbrathbl

OueHKa KIMHAYECKHX () ()eKTOB BIMAHUA POOOTUIUPO-
BAHHO# Tepanuu C NMPpUMeHeHHeM 3K30cKejeTa Remotion
Ha xoa60y B3pocibix namuenTos ¢ JIIII. [TepBoHavaabHO
HaMu ObLIM MpOaHaJIU3UPOBaHbI JaHHBIE OIICHKU HUCITbI-
TYEMBIX 110 KIIMHUYECKUM IlIKajiaM: TecTy «BcTaHb 1 uam»
M TeCcTy Ha nipoxoxaeHue 10 M (tadm. 1).

[pu aHaMM3e TaHHBIX KIIMHUYECKUX 1ITKaJI HaMU ObIIO
BBISIBJICHO, UTO B pe3yJIkTaTe Kypca (hU3nIecKoii peadriv-
TalMK ¢ IPUMEHEHNEM POOOTU3NPOBAHHOIO SK30CKEIETHOIO
Komruiekca Remotion y B3pocibix maupeHToB ¢ JLIT ymyy-
LIWJIMCh MOOUJTLHOCTB TI0 TecTy «Bctanb u uan» (puc. 1, a)
M OBICTpast Xoap0a Mo TecTy Ha rpoxoxaeHue 10 M (puc. 1, 6).
I1pu 3TOM B CKOPOCTU KOMMPOPTHOM XOAKOBI HAMU ObLIa
MOJIy4eHa TOJbKO TEHISHILIMS K U3MEHEHUIO, YTO MOXKET
OBITH CBSI3aHO C 2 (haKTOpaMU: Majoil BEIOOPKOIT ucciie-
IOBaHUSI 1 MUHUMAaJIbHO 3((GEKTUBHBIM KOJINYECTBOM
TPEHUPOBOK B 9K30CKEJIETE.

C 1enblo TTOHMMaHUS paclipeleeHUsT MMallieHTOB
10 CTEIEHW HapylIeHUM (hYHKIIMA MOOUIBLHOCTU HaMU
OBLIO ITPOBENEHO pa3ieicHue UX Ha TOATPYIIIbI B COOT-
BETCTBUM C OIMCAaHHOM B MaTepHajiaX UCCIICAOBaHUS Me-
ToAUKOM (Tabi. 2).

Tabmua 1. Pe3yavmamol KAuHu4eckoil OUeHKU cy0eHmo8 ¢ 0emcKum yepebpansHsiM napaiuuom 0o u nocae peabuaumayuy ¢ npUMeHeHuem pobomu3upoean-

H020 5K30cKenema Remotion

Table 1. Clinical assessment outcomes before and after rehabilitation using a robotic exoskeleton Remotion in students with cerebral palsy

Parameter

BpeMsi mpoxoxkaeHus AMCTaHIIMK B 00yBH ¢ KOM(MOPTHOI CKOPOCTHIO, C

Time to complete the distance with comfortable speed in shoes, s

Bpewmst mpoxokneHust AMCTaHIINU B 00YBU C MAKCUMAJIBHOW CKOPOCTBIO, C

Time to complete the distance with maximal speed in shoes, s

Tect «Bctanb u ugu», ¢
Time Up and Go test, s

Ilpumenanue. 3deco u 6 maba. 3, 4: p — yposens 3Hauumocmu.
Note. Here and in tables 3, 4: p — the significance level.

Before rehabilitation

After rehabilitation

7,17 [5,03; 9,95]
p =0,051 (TeHaeHUs1)
p=0.051 (trend)

5,68 [3,11; 8,44]
p=0,02

8,20 [4,43;10,53]

6,55 [3,33; 10,08]

7,87 [3,86; 13,00]

9,59 [5,75; 13,08] 220,000
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[paduk n3meHeHs BpemeHy BbinonHeHus Tecta TUG /
Graph of change in TUG test completion time
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0 [paduk nsmeHeHuA MaKkcumanbHOIl CKOpOCTI X0AbObI MO TecTy
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10-Meter Walk Test
n

10

o MegwaHa / Median
O 25-75 %

'L Pa3max 6e3 Bbibpocos / Range without outliers

7
o

6 a
5
4
; L
2

o peabunurauum / Mocne

Before peabunutauum /
rehabilitation After
rehabilitation

Puc. 1. HUszmenenus mobursHocmu no mecmy «Bemans u udw» (TUG) (a) u épemeru 6vicmpoii Xxo0b0bl no mecmy Ha npoxoxcoerue 10 m (6)
Fig. 1. Changes in mobility according to the Timed Up and Go (TUG) test (a) and fast walking time in the 10-Meter Walk Test (6)

Taomuma 2. Pacnpedenenue 63pocabix NAUUEHMOE ¢ OCMCKUM UePeOPaNbHbIM RAPALUHOM NO CENeHU GbIPANCCHHOCMU HapyueHuil Moouavhocmu, n (%)
Table 2. Distribution of adult patients with cerebral palsy by severity of mobility impairments, n (%)

Jlo peabuauTanuu
Before rehabilitation 5 (45)
ITocne peabunuTam

After rehabilitation 8(73)

Moderate impairments

Severe impairments

6 (55) 0 0

3(27) 0 0

Takum 006pa3oM, aHaIU3 pacnpeneJeHHs MalMeHTOB
IoKa3aJjl, YT0, HECMOTPS Ha BhIpaXKEHHBIC IBUTaTEIbHbBIC
HapyweHus (1I—-I1I ypoBenb mo GMFCS), dyHkums Mo-
OMJIBHOCTH 0 Havajia peabuIMTallMOHHBIX MEPOIIPUSITHIA
ObLIa HapyllleHa B Jierkoii crernieHu. [1pu 3ToM mocJe Kyp-
ca peabMIMTalMK ¢ IPUMEHEHHEM POOOTU3MPOBAHHOTO
9K30CKeJIeTa MalMEeHTHl 3HAYUTEIbHO YIYYIIUIN CBOIO
MOOMJIBHOCTh, W IOJISI TIAIIUEHTOB, BBHIMOJHSIOIINUX TECT
MeHee yeM 3a 10 ¢, Beipocia ¢ 45 no 73 %.

BuomMexaHnyecKHii aHAJIM3 0COOEHHOCTEN BJIMSAHUSA PO-
00TH3MPOBAHHOI Tepamuu C MPUMEHEHHEM 3K30CKeleTa
Remotion Ha xoap0y B3poc.bix nanueToB ¢ AL, C ueabio
00BEKTUBU3AIIMH JaHHBIX, TTOJIYYCHHBIX B pE3YJIbTaTe Te-
CTUPOBAHUS 10 KIIMHUYECKMM IIIKaJIaM, HaMK ObLJIO TIPO-
BEICHO UCCIIeIoBaHNe OMOMEXaHUKHY IIUKIMYECKOM XOIb-

OBl 1O 0eroBOil JOPOXKKE OO0 M IOCje peaduIMTaluM.
IlepBuuHBIl aHaIM3 DaHHBIX (ha30BBIX XapaKTePUCTUK
111ara mokasaj BBICOKYIO BapuaOeJbHOCTh HapyILIEHU,
YTO OBLJIO CBSI3aHO C Pa3HBIMU BUAAMU HapyIIeHU (pyHK-
LIMY XOAbObI ¥ PA3IMYHBIMU MATOJIOTMYECKUMU MaTTepHA-
MM. DTO He TTO3BOJIMJIO MOTYYUTh TOCTOBEPHBIX U3MEHEHUIA
a3 1rara npu aHayM3e Beeld rpymibl. C LeIbio BBISIBICHMS
0a30BbIX PA3IMUMIA 110 XapaKTEPUCTUKAM I11ara MpoBeAEeHbI
pacueThl nHAeKca acuMMmeTpun (MAc) a3 Mexay npaBoit
U JIeBOi Horoii. B nutepartype onucaHo >12 BapuaHTOB
pacyeTa CUMMETPUYHOCTU TToKa3aTeyaeil OMoMeXaHUKU
xoap0bI [19]. B taHHOM cityyae BbIOpaH criocod, Hanbosee
MPUMEHUMBIN JUIST aHaJIM3a CUMMETPUYHOCTU ¢ha3 Ii1ara
npu napese [20]. @opmyna pacdyera MAc (B mporeHTax)
ObL1a afanTUpOBaHa MoJ 3aAa4u UCCIeI0BaHUS:
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UAc (%) = [@O,,, — PO, /0,5 (@O, + PO, )] x 100,

TpaB
e @OnpaB — (aza onopsl B nipaBoii Hore, @O, — dasza
OIIOPHI B JICBOI1 HOTE.

[To naHHBIM JIUTEPATYPhl, 3HAYMMOI aCUMMETpUE
B OMOMEeXaHMYECKHUX IT0Ka3aTe IsIX XOAb0bl MEXXTy ITpaBoii
M JIEBOM HOTOM IPUHSITO CYMTATh TokKaszatenau >10 %
(wm <90 % cummetpun) [19]. UMeHHO MO3TOMY TTOKa3a-
tenb MAc >10 % ObL1 onpeliesieH B HACTOSIIEM UCCIIen0-
BaHUU KaK 3Ha4MMasi acuMMeTpus (a3 mara — acumMMme-
TpUYHas Xonp0a. B pe3ynbraTe mpoBeIeHHOIO pacyeTa Bce
HCIIBITYeMbIe OBUIM pa3zeieHbl Ha 2 TPYIIIBI B 3aBUCHMO-
CTH OT CTeIIeHW aCUMMeTpUu ¢ha3 Iara 10 Havyajla TPeHU-
POBOK Ha 3K30CKEJIETe: TPYIITy CUMMETPUYHON XOIbObI
(n =5) ¥ TpyIy aCUMMETPUYHOI Xoab0bI (7 = 5). OOt
aHaJIM3 U3MEHEHUI acMMMeTpHHU (a3 11ara rmocjie peabu-
JINTAllMU C MCITOJIb30BaHMEM 3K30CKeJeTa He mokKasal
CTaTUCTMYECKOI 3HAYMMOCTHU. AHAIM3 BBIICJICHHBIX TPYIIIT
MPOAEMOHCTPUPOBAJI, YTO B IPYIITIE aCUMMETPUYHOI XOIb-
OBl MOCJIe TPEHUPOBOK Ha 3K30CKENETe CTATUCTUICCKU
3HAYMMO CHMXXaJlach CTEIeHb BHIPAXKEHHOCTH acHMMMe-
TPUM, BbIJCICHHOI 10 (ha3aMm 11ara Mexkay IpaBoii U JIEBOi
Horoit: Me UAc (mo peabunuranum) — 18 [13; 23] %; Me
HAc (mocne peabunmuraumn) — 4 [1; 4] % (p = 0,04). Tak-
K€ CTOUT OTMETUTh, YTO BBUIY HAJIMUUS Y UCIIBITYEMBIX
JI0 HavyaJia peabWIMTallMi YMEPEHHBIX HapyIIEHWI aCM-
MeTpuH (a3 11ara y 00JbIIMHCTBA (4 TTalMeHTa U3 5) rmocjie
Kypca oTMevaJlach ITOJIHasl HOpMaIM3alusl IoKasareiei
(U Ac nocie peabunuranuu <10 %).

C y4eTOM BBISIBIIEHHBIX OMOMEXaHUMYEeCKMX M3MEHEHUIA
HaMU ObLJI ITPOBEIEH JTOTIOJTHUTEIbHBIN aHAIN3 KIIMHUYE-
CKUX ToKa3aTesieil Tecta « BctaHb 1 May» v TecTa Ha IIpo-
xoxaeHue 10 M B rpynmnax CAMMETPUYHOM M aCUMMETPUY-~
HOIt XoALOHI (TadI. 3).

IIpoBeneHHbBIN aHAIM3 TTOKA3aJl, YTO BPEMsI BBITIOJTHE-
HUs TecTa «BcTaHb ¥ Umu» B TPYIIIe aCUMMETPUYHOMR XOIb-
OBl SIBJISIETCST €IMHCTBEHHBIM JOCTOBEPHO MEHSIOIIUMCS
KJIMHUYECKUM T10Ka3aTesIeM.

C 1esbio onpee/ieHss KWHEMaTUIEeCKMX IapaMeTpOB
JBYDKCHMI CYCTABOB, TIOBJIMSIBIIMX HA HOPMAIA3ALII0 aCUM-
METPUHU XOIBOBI Y IMTallMEHTOB, HaMU ObUT IIPOBEICH aHAJIN3
CJIeAYIOIIMX ITapaMeTPOB VTSI IIPaBOii U JIEBOI HOTH:

1. MakcuManbHBIH Yrojl CTUOaHUS B TA300€IPEHHOM CY-
cTaBe.

2. ®daza 1mara, B KOTOPYIO IIPOMCXOAUT TOCTIKEHUE 3HA -
YeHMs] MAKCUMAJILHOTO yIjla CTMOaHus B Ta300eApeH-
HOM CYCTaBe.

3. MakcuMmaJbHBIN Yyrojl pa3rubaHusl B Ta300eApeHHOM
cycTase.

4. ®aza mara, B KOTOPYIO IIPOUCXOIUT JOCTDKEHKE 3Ha-
YeHUsI MaKCUMAaJIbHOIO yIJIa pa3rubaHusl B Tazobe-
JIPEHHOM CYCTaBe.

5. MakcuMalbHbBII yrojl OTBeIeHUs B Ta300eIpeHHOM
cycTase.

6. ®aza mara, B KOTOPYIO IIPOMCXOIUT JOCTDKEHHE 3Ha-
YEHUST MAKCUMAJIBHOTO YIJIa OTBEICHUS B Ta300eIpEH-
HOM CYCTaBe.

7. MakcuMaJbHBIN YToJ MPUBEIeHMS B TA300eAPEHHOM
cycTase.

8. daza 1mara, B KOTOPYIO IIPOUCXOAUT TOCTHKEHUE 3HA -
YeHMsI MAaKCUMaJIbHOTO YIJla IIpUBeACHUS B Ta300e-
JIPEHHOM CYCTaBe.

9. MakcuMaIbHBIH yroJl crubaHus B KOJIEHHOM CyCTaBe.

10. ®aza miara, B KOTOPYIO IPOUCXOAUT JOCTUXKCHUE
3HAYEHUST MAKCUMAJTBHOTO yIJla CTUOaHMS B KOJICHHOM
cycTaBe.

11. MakcuManbHbIi yroj pa3rudaHusi B KOJEHHOM Cy-
cTaBe.

Tabmuna 3. Hzmenenue kauHuveckux nokazameneli 8 epyRnax CUMMEempU1HOL U AcUMMempPUUHOU X00b0bL NOCAE Kypca peaduumayiiy ¢ npUMeHeHuem
PO6OMU3UPOBANHOR0 IK30CKeAema Y CHYOeHMO08 ¢ 0emCKUM UepebpanbHbim Napaiuvom

Table 3. Changes in clinical parameters in the symmetric and asymmetric gait groups after a rehabilitation course using a robotic exoskeleton in students with

cerebral palsy

Symmetric gait group (n = 5)

Asymmetric gait group (n = 5)

Parameter

Jlo peaduimranuu ITocie peaduaMTAIN Jlo peaduimranuu IToc.ie peaduaMTAIIMI
Bpemst mpoXoxmeHusI Auc-
TaHIIMU B 00yBU ¢ KOMGDOPT- . .
HOIt CKOPOCTbIO, C 918,17;9,07] 6,33 [17086;’71] 7,5217,77; 8,55] 6,08 [2’3’57’6]
Time to complete the distance p ’ b ?
with comfortable speed in shoes, s
Bpewmst mpoxoskmeHust auc-
TaHIIMKA B O0YBU C MAaKCH- . .
MAIIbHOIH CKOPOCTbIO, ¢ 6,13 [5.88; 6,58] e 63816,13,7,75] P [O5 T2

Time to complete the distance
with maximal speed in shoes, s

Tect «Bctanb u uau», ¢

Time Up and Go test, s 9,37 18,88; 10,13]

6,51[6,32;7,78]
p=0,13

7,35 [4,85;9,67]

9,42 [7,0; 11,47] 20,04
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Taoauna 4. Hzmenenue nokazameneti KUHEMamuky 08UNCEHULI CYCIMAB08 NOCAe Kypca Peabuiumayuy ¢ npumMeHeruemM pooomu3upo8antoeo sK30cKeiema

Y Cmy0eHmos ¢ 0emcKUM UepeoparbHbiM RAPAUHOM U ACUMMEmpPUet X00b0bl

Table 4. Changes in joint kinematics parameters afier a rehabilitation course using a robotic exoskeleton in students with cerebral palsy and gait asymmetry

Parameter

MaxkcuManbHBIN YTOJI OTBEICHMS B IIPAaBOM Ta300¢IPEHHOM CyCTaBe

Maximum abduction angle in the right hip joint

daza 11ara, B KOTOpYyIo IMpOUCXOAUT JOCTUXKEHUEC 3HAYCHUA MAaKCU -

MaJIbHOTO yIJia crubaHus B IIpaBoOM T3306€I[peHHOM CyCcTaBe

Step phase at which the maximum flexion angle in the right hip joint is achieved

daza 11ara, B KOTOpYIo IMPpOUCXOAUT JOCTUKEHUEC 3HAYCHUA MAaKCU -

MaJIbHOTO yTIJia pa3FH6aHI/IH B JICBOM Ta306el[peHHOM CyCcTaBe

Step phase at which the maximum extension angle in the left hip joint is achieved

®daza 11ara, B KOTOpYIo IMPpOUCXOAUT JOCTUXKEHUEC 3HAYCHUA MAaKCU -

MaJIbHOTO yIJjia OTBEACHMA B ITIPAaBOM Ta306el[peHHOM CyCTaBe

Step phase at which the maximum abduction angle in the right hip joint is achieved

Before rehabilitation After rehabilitation

daza 11ara, B KOTOpYyIo IMpOUCXOAUT JOCTUXKEHUEC 3HAYCHUA MAKCU -

MaJIbHOTO yIJia pa3ru0aHus B PaBOM KOJIEHHOM CyCTaBe
Step phase at which the maximum extension angle in the right knee joint
is achieved

7,00 + 0,81

81,04 + 10,34 9;,32%}),26
75,98 + 16,69 581,702 a 5422
65,24 + 8,99 7;27’260%04110
53,84 19,61 37})94216})3,15

12. ®aza mara, B KOTOPYIO MPOUCXOIUT TOCTUKEHUE
3HAYEHMSI MAaKCHMaJIbHOTO YIJIa pa3rubaHus B KOJICH-
HOM CYCTaBe.

IIpu aHanM3e rokasarteieil B IpyIIe XOIAbObI C aCKM-
METPUYHBIM IIIATOM OTMEYEHO CTaTUCTUYECCKU 3HAYMMOE
yAydIllleHhe KWHEMATUKU IBMKEHUI CYCTaBOB ITOCJIE TTPO-
BeIEHHOTO Kypca peabunutauuu (tad. 4).

Kax BugHO M3 mpencTaBieHHbIX B Ta0d. 4 JaHHBIX,
CTaTUCTUYECKU 3HAYMMO U3MEHUJIMCh KUHEMaTUICCKUE
IapaMeTpbl MAaKCUMAaJIbHOTO OTBEIEHMSI IIPABOTO Ta300e-
JIPEHHOTro cycTaBa (YMEHBIIUJIUCH Oojiee yeM B 2 pasa),
YTO B IIEPBYIO OYEPEIb CBUIACTEIBCTBYET O CHUXKCHUN BbI-
PaXXeHHOCTH KOMIIEHCATOPHBIX ABMKeHMI. OcTalbHbIe
M3MEHEHUST OTMEYAIMCh He B 0a30BBIX KMHEMATUYECKUX
XapaKTepHUCTUKAX IBMKEHUI B CyCTaBaX BO BPeMsI XOIbOHI,
a peaJIM30BBIBAIMCH B BUJIe HOpMaIU3alyy (a3 1ara, B Ko-
TOpBIE aMILIUTYIA IBMKEHUI B CyCTaBe JOCTUTAjIa CBOETO
MaKCHMAaJIbHOTO 3HAYCHMSI.

06cyxxaeHune

HecMoTpst Ha TO YTO MPUMEHEHUIO 3K30CKEJIETOB
B TPeHUPOBKe DYHKIIMU X0nbObI y areHToB ¢ LI mo-
CBSIIIIEHO OO0JIBIIIOE KOJMYECTBO MCCIIETOBAHMIA, COTTIACHO
JaHHBIM KPYITHOIO MeTaaHaju3a, poOOTH3UPOBaHHBIE
TPEHUPOBKU HE MMEIOT IPaMaTHYECKOTo IIPeUMYIIecTBa
B BOCCTAHOBJICHUN (PYHKIIMOHAJBbHBIX BO3MOXHOCTEI
Tepe CTaHAapTHBIM METOAOM PeadMINTAllMU — KMHE30-
tepanueii [21]. Tem He MeHee poOOTU3MPOBAHHASI Mexa-
HOTEpanus — OAUH 13 6a30BBIX METOIOB peadUIUTAIIUH,
MPUMEHSIEMBIX TIPU IBUTATEIbHBIX HAPYIIEHUSX, B TOM
yuciie 00YCJIOBICHHBIX CITACTMYECKUMU ITape3aMU HIDKHUX
koHeuHocTel. Ee a¢hdeKTBHOCTD T0Ka3aHa ITpy MHCYJIBTE,

0ose3Hu [lapkuHCcoOHa, CIMHANTBHBIX ITopaxkeHusix [7, 9, 10].
CyxneHue o ee HegocTtaTouHoi apdexrruBHocTH ripy A LITT
OOBSICHSIETCSI MaJIBIM YMCJIOM XOPOIIIO CIIAHWPOBAHHBIX,
PaHIOMM3UPOBAHHBIX KOHTPOJIMPYEMbIX MCCIEAOBAHUIMA.
ITpakTuyeckuii ONbIT yKa3blBaeT Ha TO, YTO POOOTU3UPO-
BaHHas1 MeXaHOTepaInus 3aHUMaeT BaXXHOE MECTO B IBU-
raTeJbHOI peadbunurtanuu. Ee oCHOBHOE MperMyIIecTBO
nepea UHAWBUAYAJIbHOM J1e4eOHOM TMMHACTUKOM CO CIle-
LIMAJTMCTOM M0 (hr3UYECKON peaduaInTaluy 3aKII0YaeTCs
B TOM, YTO pOOOT 0OecrieynBaeT IJIaBHbIif paBHOMEPHBII
naTTepH ABMKEHUI HOT U HEOOXOAMMYIO IJIS iepeodyye-
HUS aMIUTMTYIy B CycTaBax, a Takzke IMO3BOJISIET JOTIOJIHM -
TEJIbHO NO3UPOBaTh C IMTOMOIIbIO CUCTEMBbI MOIACPKKHU
Tesia Harpy3Ky Ipu Xoap0e 1o nmosepxHocTu. CoBMelIeHUe
POOOTU3UPOBAHHBIX TPEHUPOBOK C OErOBOM TOPOXKKOM
CUHXPOHU3UPYET JIOKOMOLIMIO C 3alaHHOW CKOPOCTHIO
B 00eMX HOTaX M OKa3blBaeT BHEIIIHEE JOMOJHUTEIbHOE
BO3IENCTBYE Ha KOCTHO-MBIIIIEUHbIH arrapaT U poIpro-
pelennIo.

ITo naHHBIM CHCTEMAaTUYECKOTO 0030pa ¢ MeTaaHAIM -
30M, OJHO3HAYHO MOKa3aHO IOJIOXUTEJIbHOE BIWSHUE
pPOOOTU3MPOBAHHON TPEHUPOBKM XOAbOBI HA CKOPOCTb,
BBIHOCJIMBOCTb M OOIyI0 ABUTraTejbHYIO (DYHKIIUIO
npu LTI [13]. OnHako B JaHHOM MeTaaHaJu3¢e paccMa-
TpUBaJUCh UccaenoBaHus manueHToB ¢ AT muaniie
18 net. JlocTaTouHO# AOKa3aTebHON 0a3bl B MOJbL3Y 3(h-
(beKTHBHOCTY BBICOKOTEXHOJIOTMYHON POOOTU3MPOBAHHOMN
peaduIuTalMKi XOIbObl Y B3POCIBIX MALIUEHTOB C 3TUM
3a00JIeBaHUEM I0Ka He HAaKOTUIEHO.

ITonyyeHHbIe HAMU KJIMHUYECKWE TaHHbIE MT0Ka3aju,
YyTO y B3pociibix mauueHToB ¢ A LIIT Ha ¢poHe mpoBeaeHust
TPEHUPOBOK B POOOTU3MPOBAHHOM 3K30CKeJIeTe Ha0JII0-
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JlaeTCsl 3HAYMMOE TOBBIIIEHUE MOOMJIBHOCTU II0 TECTY
«BcTaHb 1 MaU» U CKOPOCTH OBICTPOIT XOABOBI. DT TaHHBIE
COIOCTaBUMBI C pe3yJbTaTaMM PaHIOMU3UPOBAHHBIX KJIU-
HMYECKUX UCCJICIOBAHUI 1O IPUMEHEHUIO HOCUMBIX 9K30-
CKeJIeTOB TIpu peadbuauTauuu aereii [12], omHaKo cTerneHb
YIIyYILIeHMS Y B3pOC/IbIX OKa3ajach MeHee BeipakeHou. Omm-
CaHo, YTO MaKCUMAJIbHOE YJTydIlIeHUE TBUTATEIbHOI (DYyHK-
1mu y narueHToB ¢ JILIT HabmonaeTcs B epuo/ IOJIOBOTO
co3peBaHMsl, Korjia peaansyercs 3deKT YCKOpEeHHOTO PocTa,
32 CYET KOTOPOTO MPOUCXOIUT U3MEHEHE OMOMEXaHUKU
xonp0bl [ 14]. B cBotO 04epenp, MalMeHThI CTapiiiero Bo3pac-
Ta 3a CYET CHIDKCHUS ITPOLIECCOB HEMPOIIAaCTUMHOCTH U 3a-
BEPILIEHUS MPOLIECCOB POCTA CYUTAIOTCS JOCTUTTIIMMU MaK-
CUMAJIbHOTO YPOBHSI (PpM3UYECKOT0 BOCCTaHOBEHMUS [22].

TeM He MeHee OTCYTCTBUE (DM3NYECKOM aKTUBHOCTH,
B TOM YHCJIe CIIEIUaTN3MPOBAHHOM peadUIUTaIlluM Y CO-
BeplIeHHOeTHUX MarueHToB ¢ JILITT, cmocoOcTByeT yxya-
IICHUIO PE3Y/IBTATOB BOCCTAHOBJICHMSI, JOCTUTHYTHIX B ICT-
ckoM Bospacte. [lo aHamorum ¢ HM3KOM (GU3UIECKO
aKTUBHOCTBIO Y 3M0POBBIX JIulI, Y B3pocibix ¢ I LITT rakoe
perpeccupoBaHre CTAaHOBUTCS elile 00Jiee BhIPAXKEHHBIM
3a cyeT AeuuuTa MBIIIEYHON Macchl [23], uMerolmuxcs
HapyleHWi (YHKIIMU HEPBHOM CUCTEMBI [24] U Ipyrux
CTPYKTYPHBIX U (DYHKIIMOHATBHBIX Ne(ULIUTOB, CBSI3aHHBIX
¢ 3a0oneBaHreM. Kak moka3bIBalOT UCCIICIOBAHMS C TIPU-
MEHEHUEM MeHee TEXHOJOTUYHBIX TPEHUPOBOK, Y B3pOC-
abix ¢ AT nonoaHuTeabHasa ¢usndyeckasi akTUBHOCTb,
HarpaBJieHHas HA BOCCTAHOBJICHNE HapYIICHHBIX (YHK-
LM, TIPUBOIUT K YIyYIICHUIO (PU3MUECKOTO COCTOSTHUS
U KJIMHUYECKUX TMoKa3zaTeneit [25], oqHaKo MojydeHHbIe
HaMU JaHHbIE TO3BOJISIIOT CYIUTh O TOM, YTO B OCHOBE 13-
MEHEHMI Jiexat 0osiee TITy0OKHe C TOUKU 3peHMsT OoMexa-
HMKM Mpolecchl. MeHbIIMI TPUPOCT CTENCHU YIYJIIeHUS
CBsI3aH C OIMMCAaHHBIMU BHIIIIE TTPOLIECCAMU TUTACTUYHOCTH
LIEHTPAJIbHOM HEPBHOI CHCTEMBI U OTIOPHO-BUTATEIHHOTO
anmnapaTa y B3pOCJIbIX, OJHAKO a0COJIOTHO HE O3HayaeT
TOT'0, YTO BHICOKOTEXHOJIOTMYHBIE TPEHUPOBKM HE TTOKa-
3aHbl JAHHOM KaTeropuy MalueHTOB.

Takum 00pa3oM, B Xon1e KIMHUIECKON OLIEHKHU ObLIO
MPOACMOHCTPUPOBAHO IMOJIOXKUTEILHOE BIUSHUE TIPU-
MEHSIEMBIX TPEHMPOBOK Ha TapaMeTphl Xoab0bl. OTaeb-
HOI 3afayeii ObLIO BHIYWJICHUTD BKJIAJ UMEHHO POOOTU3M-
POBAaHHOI MeXaHOTepalmeBTUUYECKOM TPEHUPOBKU
B 9K30cKejeTe. U1t 3Toro Mbl IpUMEHWIM OMOMeXaH14e-
CKUIi aHAJIN3 IBUXKCHUI.

I1pu nepBoHavyaabHOM 00pabOTKE JaHHBIX OMOMEXa-
HUKM XOAbOBI Y BCeX MAlIMEHTOB B HAIIIEM UCCIeI0BAaHUM
CTAaTUCTUYECKU 3HAYMMBIX U3MEHEeHUI Ha (DOHE TPEHUPO-
BOK TI0JTy4eHO He ObuT0. TakuM 00pa3oM, CTaHIAPTHBIN
MOAXOM K aHaJIM3y XOAbObI He MO3BOJIMI HaM OOBSICHUTh
KJIMHUYeCKKe 3 HeKThl pOOOTU3MPOBAHHBIX TPEHUPOBOK.
ITosToMy MBI TIpOBEIM YIITyOJICHHBINM aHAJIA3 JIUTEPATYPHI,
YTO MO3BOJIJIO OOHAPYKUTh AOTIOJTHUTENBHBIN OMoMexa-
HUYECKUI MPU3HAK, Ha KOTOPHIA Yallle BCEro OKa3bIBaeT
BIIMsSIHE POOOTU3MPOBAHHAS Tepamnus XOAbObl, — aCUM-

MeTpuio a3 11ara 1 IBMKEHUI CYyCTaBOB HIDKHUX KOHEY-
HOCTei1, BEIpaXkaecMyIo B BUIe MHAeKca [26—28].

Pacuer roka3zaresst acuMMmeTpuu (a3 1ara o3BOJIIII
pa3aeauTh HallMX [MAllMEHTOB Ha 2 TPYIIIIbI: C BbIpaXkeHHOM
acuMMeTpueit mara (KoadbbuiueHT >10) u 6e3 acumMe-
TpuM wara (koagduiuent <10). I1pu ouileHKe U3MEeHEeHU
ImapaMeTpoB OMOMEeXaHUKHY OBLIO BBISIBJICHO, YTO Y THallv-
€HTOB C MCXOIHO BhIpAaXKCHHOI acCUMMeTpUeii (ha3bl 11ara
Ha oHe npoBeieHUsT pOOOTU3MPOBAHHOM MeXaHOTepanuu
B DK30CKeJIeTe 0TMEUYaI0Ch CTATUCTUYECKU 3HAYMMOE €¢
CHIDKEHME, YTO COYETANIOCh C yaydllleHueM (ha30BbIX Xa-
PaKTEPUCTHK CTUOAHUSI, Pa3rubaHysl U OTBEIEHUS B Ta30-
OGeapeHHBIX cycTaBax. CXoxue U3BMEHEeHUsI B KWHEMaTUKe
JBVDKEHMI Ta300€ApPEHHOTO CYCTaBa ObLIU ITPOAEMOHCTPH -
POBaHbI B ONMMMCAHUU KJIMHUYECKOTO ClIydasi B3pOCIOTo
nmarmeHTa ¢ JA1IIT u peabunuranyeii B ak3ockeeTe [16].

Takum 00pa3oM, HaM yIaaoCh BbISIBUTh OMOMEXaHU-
YeCcKUe U3MEHEHUS, JIeXKaIlllue B OCHOBE IMOJIOXUTEIbHOM
IWHAMUKM KJIMHUYECKUX ITapaMeTpPOB XOIbObI (B 4acT-
HOCTH, YMEHBIICHUS JJIMHBI ¥ YBEJIMYCHYS YaCTOTHI 111ara).
[TomyyeHHBIE JaHHBIE TOKA3bIBAIOT 3((EKTUBHOCTD Kyp-
ca peadbunutauuu ctyaeHToB ¢ JILIIT ¢ npumeHeHEM BK-
30CKeJIeTa, CHHXPOHM3MPOBAHHOTO € GETOBOIA JOPOXKKOIA,
KOTOpasi BbIpaxkaeTcsi B rapMOHM3AIIMU TOXOAKHU 33 CYET
CriaXuBaHMS acMMMeTpuU. Takue ke pe3ysibraThl ObUIH
paHee MOJIy4eHbI B HCCaenoBaHUM 3G (MEKTUBHOCTH TPe-
HMPOBKHU B 3K30CKEJIETe Y aHAJIOTMYHOM TPYIIIIbI UCITBITY-
eMbIX [15], omHaKO UCKITIOYUTEIBHO MO pe3yjbraTaM KJn-
HMYeCcKoi olleHKU. [ToydeHHbIe pe3yabraThl U3MEHEHUS
OMOMEXaHUKM ABMXKCHUI MOATBEPXKIAIOT, YTO B3POCIBIM
natmeHTaMm ¢ LI pekoMeHmyeTcs NCIoib30BaHUE IO Mo~
KazaHUSIM (aCMMMETpPMSI 11ara) TAKMX BHICOKOTEXHOJIOTY -
HBIX METOJIOB peabMINTAlIN, KaK pOOOTU3MPOBAHHAS TPE-
HMPOBKa XOIbOBI Ha 3K30CKeJIETHOM KoMIuteKce Remotion.
DTO NOATBEPKIACTCS CTATUCTUIECKU 3HAYMMBIMU U3MEHE-
HUSAMU KIMHUYECKUX XapaKTepUCTHK (TecT «BcTaHb
Y UIW»), TTIOJIyY€HHBIMU B TPYIIIIEe ACUMMETPUYHOIM XOIBObI.
OrpaHMYEeHHOCTb BHIOOPKM HYXHAeTCs B MOCJIETYIOIEM
YBEJIMYECHUM YMCJIA UCTTBITYEMBIX JIJIST TIOATBEPXKACHUS TI0-
JIOXKUTETHBHOTO BIMSIHUSI TPEHUPOBKY Ha KIIMHUYECKHE 10~
KazaTeJIu B TPYIIe CUMMETPUIHOM XOIbObI.

TakuM 00pa3oM, MPOBEACHHOE HAMU UCCICIOBaHUE
y B3pOCJIbIX MalMeHToB (cTyneHToB Poccuiickoro rocynap-
CTBEHHOTO YHMBEPCUTETA COLMAJbHBIX TEXHOJIOTUIA)
¢ AT mo3BoauiIo He TOJIbKO MPOAEMOHCTPUPOBATh KITH-
HUYECKYI0 3 GEKTUBHOCTb TPEHMPOBOK B HOCUMBIX 3K-
3ockeseTax (Ha mpuMepe Remotion), HO U JOTTOJHUTEb-
HO BBIIEJIMTD LIEJICBYIO TPYIIITY ITAIIMEHTOB C TOYKH 3pEHUS
M3MEHEHMIT OMOMEXaHUKM XOIbObI, UMEIOIINX 3HAYUMYIO
acMMMeTpHIo (pa3 11ara, IepCoOHATU3UPOBAB IPUMEHEHUE
BBICOKOTEXHOJIOTMYHOM peaduInTaIliM.

BbiBOAbI

B PE3YyabTaTe IMPOBCACHHOIO UCCJICAJOBAaHUA OBLJIO TIO-
Ka3aHO, YTO BBICOKOTEXHOJIOTUYHaA pea6I/UII/ITaLII/IH (I)YHK—
H1u XOZ[L6LI Ha pOGOTPBPIpOB&HHOM 9K30CKEIJIETHOM KOM-
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iekce 3¢ GeKTUBHA Jaxe Ha XpoHndyeckux cragusix JJLITT.
Taxvie TPEHUPOBKY TIPUBOAAT K ITOBBIIIEHHIO MOOMIIBHOCTH
U CKOPOCTU XOAbObI. AHAJIM3 OMOMEXaHUKU ToKa3all,
YTO JaHHBIE U3MEHEHUS 00YCIIOBJICHBI BOCCTAHOBJICHUEM
CHMMETPUH (pa3 I1ara Ipu UCXOTHOI acumMmeTpyu. OLieH-
Ka MAc 1o3BoJIsSIET TTOBBICUTh 3(P(PEKTUBHOCTH BBICOKO-
TEXHOJIOTUYHOM peabMInTallM U MEPCOHAIN3NPOBATh
TPEHUPOBKY I MOJIOIBIX B3pOCIbIX ManueHToB ¢ JILITT
C KJIMHUYECKH BhIpaXKEHHOM acCMMMeETpHel (a3 1ara. AM-
OyyaTopHasl ABHMTaTelbHasl peaOMIIMTALS Y MOJIOIBIX
B3pocibIx manreHToB ¢ JILITT Ha mpuMepe CTyAeHTOB BhIC-

1Iero y4eOHOTo 3aBeJeHUsI BO3MOXHA, 1ieJiecooOpa3Ha
" 3(pPpekTUBHA.

HUEM HWCCJICTOBAHUS SIBJISIETCSI MaJIbIiA pasMeEp Irpynibl

Orpaﬂuqe}mn uccienoBanusi. OCHOBHBIM orpaHMyeC-

TOM 16

peabuIUTALIMM B 3K30CKeJIeTe, YTO CBA3aHO C OOJIBIINM
KOJIMYECTBOM ITPOTUBOITOKA3aHUI K IPUMEHEHHIO POOO-
TU3MPOBAHHOMN TPEHUPOBKH XOIB0BI. OTHAKO MOJTyYeHHBIC
JaHHBIE TTO3BOJIAIOT ONPEACINTh OCHOBHBIC HAITPaBIICHUS
JUIS TIPOJOJIKEHUS HACTOSALIETO MCCIENO0BaHUS 110 TIPU-
MEHEHUIO BBICOKOTEXHOJIOTMYHBIX TPEHUPOBOK Y B3POCIIBIX
nanueHToB ¢ JLITT.
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BanupaumMoHHoe uccaesoBaHue WKaabl o6wen
OLeHKU OrpaHUYeHUN Npu HenponaTuu
(Overall Neuropathy Limitations Scale, ONLS)
B Poccum

NI.C. ITaperoponues!, JI.T. IOcynosal, C.H. Mopo3osal, JI.A. Ipummunal, A.B. 3aiines?, A.A. 3umunl,
H.B. IToaexunal, P. Crokan3, M.B. Kporenkosa!l, H.A. Cynonepal

IPIBEHY «Poccuiickuii yenmp Heépoaoauu u Heliponayk»; Poccus, 125367 Mockea, Bonokoaamckoe uiocce, 80;

2DIAOY BO Ilepsbiii Mockosckuii ocyoapcmeentbiii meouyunckuil yuueepcumem um. M. M. Ceuenosa Munzopasa Poccuu
(Ceuenosckuii Ynusepcumem); Poccus, 119991 Mockea, ya. Tpybeukas, 8, cmp. 2;

3 Yuusepcumem Jlankawupa; Beauxobpumanus, PRI 2HE Ipecmon, @aiind Poyo

Kountaktbl: [mutpuii Cepreesuy Llaperopoaues tsaregorodtsev.dmitri@yandex.ru

BeepeHue. MonuHeliponatuu npeactaBnsioT coboil reTeporeHHyio rpynny 3abonesaHuit nepucdepuyeckoint HepBHOM
CUCTEMBI, CONPOBOXAALUMXCA CEHCOPHBIMU W iBUTATEIbHBIMU HAPYLEHWUAMY, HEPELKO NPUBOAALMMU K MHBANUAN3ALMUN.
[lnf oUeHKM cTeneHu (YHKLMOHANBHBIX OrPaHUYEHUI HEOOXOAUMbI BaNMAMPOBaHHbIE WKanbl. LUkana obwei oueHku
orpaHuyeHuit npu Heiiponatun (Overall Neuropathy Limitations Scale, ONLS), HecmoTps Ha CBOe WWPOKOe MeXayHa-
POfHOE NPUMEHEHWE, He BaMANPOBAHA Ha POCCUIACKON Nonynauum.

Llenb uccnepoBaHuA — NMHIBOKYILTYPHAA agantauma opuruHansHoi sepcum ONLS v oueHKa NCMXOMETpUYECKMX CBOWCTB
pa3paboTaHHOI PYCCKOA3bIYHOI BEPCUU.

Marepuansl n metopbl. B nccnegosatue BkioyeHo 60 NaLMeHTOB C NOJMHEHPONATUAMK: HACEACTBEHHOW MOTOPHO-
CeHCOpHoIA HeilponaTtueit (n = 30), XpPOHUYECKO BOCMANUTENbHON AeMUENUHU3UPYIOLei nonuHeliponatueit (n = 15)
u auabetuyeckoit nonuHeliponarueit (n = 15). MeToguka paboTel NpefycMaTpuBana JMHIBOKYNLTYPHYIO afanTayuuio
wkanbl (€ yyactuem 15 nauMeHTOB Ha NUNOTHOM 3Tane), a TaKKe aHanu3 ee HafleXXHOCTH, BaIMAHOCTU W YYBCTBUTENb-
HOCTU K U3MEHEHUAM.

PesynbTarbl. B pesynsrare uccnegosaHus paspabotaHa pycckossbidHas sepcus ONLS. MHCTpyMeHT npofeMoHCcTpupoBan
BbICOKYIO COAEpIATeNnbHYI U KpuTepuanbHytlo BanuaHoctb co wkanoit INCAT (Inflammatory Neuropathy Cause
and Treatment) (r = 0,99), OTNMYHYIO MEXIKCNEPTHYIO COMACOBAHHOCTb U BOCMIPOU3BOAMMOCTb (BHYTPUKIACCOBbIN KO-
3 duumeHT Koppensauum coctasun 0,97 u 0,99 COOTBETCTBEHHO), @ TAKKe BbICOKYIO YYBCTBUTENbHOCTb K U3MEHEHUAM
Y NAUMEHTOB C XPOHUYECKUMU BOCMANUTENBHBIMW AEMUENMHU3NPYIOWMMU NONUHENPONATUAMMU (CTaHAAPTU3UPOBAHHOE
cpefHee n3meHeHue nokasarens = -0,72; d = 0,83).

BbiBoabl. PycckossbiuHas Bepcus ONLS ob6nafaeT BbICOKUMU MCUXOMETPUYECKUMU XapaKTEPUCTUKAMU U MOXET ObiTb
pEKOMEeH0BaHa AN OLEeHKN YHKLUMOHANbHbIX OTPAaHUYEHUI Y NALMEHTOB C NONMHENPONATUAMMU PA3NUYHON ITUONOTUM
B KIMHUYECKOMN U Hay4YHOII NpaKTUKe.

KnioueBble cnoBa: nonvHenponarus, Wkana obuweil OLeHKU orpaHnyeHuit Npu Heliponatuu, Banuaauus, GyHKLUMOHANbHbIE
OrpaHuyeHus, XpOHUYecKas BOCNanuTeNbHas AeMUENNHU3UPYIOWAN NOAUHEPONaTUs, HACNeACTBEHHAA MOTOPHO-CeH-
copHas Heliponarus, guabetuyeckas noauHeponarus

Ina uutuposanusa: Laperopogues [.C., Ocynosa [1.I., Mopo3osa C.H. n ap. BanupaunoHHoe nccnefoBaHue WwKanbl obwei
OLEeHKU orpaHnyeHuii npu Heitponatum (Overall Neuropathy Limitations Scale, ONLS) B Poccuu. HepBHO-MblweyHble 60-
nesHu 2026;16(2):21-31.
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Validation study of the Overall Neuropathy Limitations Scale (ONLS) in Russia
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Background. Polyneuropathies are a heterogeneous group of peripheral nervous system disorders associated with sensory
and motor impairment and often leading to disability. Validated assessment tools adapted to specific populations are
required to evaluate functional limitations. Although the Overall Neuropathy Limitations Scale (ONLS) is widely used
internationally, it has not been validated in a Russian-speaking population.

Aim. To perform cross-cultural adaptation of the original ONLS and to evaluate the psychometric properties
of the developed Russian-language version.

Materials and methods. The study enrolled 60 patients with polyneuropathies: hereditary motor and sensory neuropathy
(30 patients), chronic inflammatory demyelinating polyneuropathy (15 patients), and diabetic polyneuropathy (15 patients).
The methodology included cross-cultural adaptation of the scale (involving 15 patients in the pilot phase), as well
as analysis of its reliability, validity, and sensitivity.

Results. A Russian-language version of the ONLS was developed. The tool demonstrated high content validity
and criterion validity against the INCAT (Inflammatory Neuropathy Cause and Treatment) scale (r = 0.99), excellent
inter-rater reliability and test-retest reliability (intraclass correlation coefficient is 0.97 and 0.99, respectively), as well
as high sensitivity in patients with chronic inflammatory demyelinating polyneuropathies (standardized response mean
-0.72; Cohen’s d = 0.83).

Conclusion. The Russian-language version of the ONLS possesses strong psychometric properties and can be recommended
for evaluating functional limitations in patients with polyneuropathies of various etiologies in both clinical and research
settings.

Keywords: polyneuropathy, Overall Neuropathy Limitations Scale, validation, functional limitations, chronic inflammatory
demyelinating polyneuropathy, hereditary motor and sensory neuropathy, diabetic polyneuropathy

For citation: Tsaregorodtsev D.S., Yusupova D.G., Morozova S.N. et al. Validation study of the Overall Neuropathy
Limitations Scale (ONLS) in Russia. Nervno-myshechnye bolezni = Neuromuscular Diseases 2026;16(2):21-31. (In Russ.).
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BBepeHue

IMonunetiponatuun (ITHIT) — 310 oOmMpHas rpymnma
3a00J1eBaHU, OTJIMYAIOIIMXCS 110 3TUOJOTUU U MEXaHU3-
MY Pa3BUTHSI, O0bETMHEHHBIX OOLIM OpraHOM-MUIIIEHBIO —
nepudepuveckoil HepBHOU cucteMoil. PacipocTpaHeH-
HOCTb JaHHOM Cepbe3HOI ¢ TOYKU 3PEHUS COLMATbHOIO
0J1aroIoTyyus NaToJOTMU B OOIIEH MOMYJISIIMY BapbUPYeT,
TT0 pa3HbIM JaHHBIM, oT 210 7 % [1, 2].

B 3aBucumoctu oT nmpuuuHbl Bo3HMKHOBeHUs TTHII
MOI'YT OBITh pa3leieHbl Ha HaCJlIeACTBEHHbIE U MPUOOpe-
TeHHbIe (Ha ¢poHEe coMaTUYeCKUX OoJie3Hel, aedpuurap-
Hbl€, BOCMTAJIMTE/IbHbIE, TOKCUYECKUE, UH(HEKIIMOHHBIE,
nmapaHeoIjlacTU4ecKue, naMonaTuieckue u ap.) [3].

Hau6onee yacto ITHIT uMmeoT TUNUYHBIA MaTTepH
MOpPaXeHUs — CUMMETPUYHOE BOBJICUCHUE TUCTAIbHBIX
OTJICJIOB KOHEYHOCTEM, KOTOPBIM XapaKTepeH Kak IS IIpU-
00peTeHHbIX (B TOM YMCJIe XPOHMYECKOI BOCTIAIMTEIbHOM
JIeMuenuHu3upytouiei noauHeiponatuu (XBAIT) u nua-
oetuyeckoit ITHII), Tak 1 HaciaeACTBEHHBIX MOTOPHO-
ceHcopHbIX Heliporiatuiit (HMCH) [4]. Haubonee Tunuu-
HbiMu mposiBieHusMu I[THII saBagioTcs oHeMmeHue,
napecTte3us U 060J1b, a TAKXKe MbIIIIeYHas c1aboCTh, KOTO-
pble, MOCTEIEHHO MTPOrpeccupysl, MOTYT MPUBOIUTH K UH-
BIMAU3ALIMU PA3IMYHON CTEIIeHU BbIpaxkeHHOCTH [5].
B cBs13u ¢ 3TMM HEMaT0BaXKHbBIM B KJIIMHUYECKOM MpaKTH-
K€ Bpaueli-HeBPOJIOTOB SIBJIICTCS HATUYME MHCTPYMEHTa-

pUs UIS1 CTAHAAPTU3UPOBAHHOM OLIEHKU BBIPAXKEHHOCTU
WHBAIMAU3ALMK. 17151 3TUX 11e1eli B OTEUECTBEHHOM 1 MeXK-
JTYHApOIHOM MPaKTUKE UCTIONb3YIOTCS pa3IUYHbIE Kb
W ONpOCHUKM [6—8]. B HacTosiee BpeMsl, HECMOTPSI
Ha IIIMPOKOE TPUMEHEHNE MEXIYHAPOIHBIX IIIKaJI B OTeUe-
CTBEHHOI MENUIIMHE, JIUIIb JJIS1 YaCTU U3 HUX IMPOBOAMUIIOCH
MOJIHOLIEHHOE BJIMIALIMOHHOE UCCJIeIOBaHNE Ha KOTOPTe
poccuiickux nmauueHToB. Tak, B Poccuu BaatuaupoBaHbI
wkansl Inflammatory Neuropathy Cause and Treatment
(INCAT), Medical Research Council sum score (MRCss),
Neuropathy Impairment Score (NIS), onpocHuk Chronic
Acquired Polyneuropathy — Patient-reported Index (CAP-PRI)
JUTISI IPUMEHEHUS B OLleHKe (DYHKIIMOHAIBHBIX OTpaHUye-
HU y MaureHToB ¢ auarHoctupoBaHHbiMU [THIT nuzum-
MyHHoOTo reHesa [9—12]. OnHako olieHKa CTeIleHU BbIpa-
JKEHHOCTHU KJIMHU4YecKux npospaenuii [THII, Bausionmx
Ha MOBCEIHEBHYIO aKTUBHOCTb MAlIMEHTOB, HEOOX0OAMMa
U TIpY TIEPBUYHOM OCMOTpE, KOTIa TOYHBIN reHe3 3a00J1e-
BaHUs elle He siceH. 3apyOeXkHBbIMU MCCieaoBaTeIsIMU
pa3paboTaHbl pa3jnyHbIe HIKaJIbl, KOTOPbIE CIIOCOOHBI
MOMOYb KJIMHMUIIUCTY B JTaHHOM BOIIPOCE, OAHOM U3 HUX
SIBJISIETCS 1IKaj1a OOLIel OLIEHKM OrpaHUYeHUI Tpy Helpo-
natuu (Overall Neuropathy Limitations Scale, ONLS). Ee
MpUMEHEHME 11eJeco00pa3Ho U IS MOHUTOPUHTA IPO-
rpeccrupoBaHusl 3a00JeBaHMsI, OLIEHKU 3(h(HEeKTUBHOCTU
neuenus [13, 14]. ITo cBoeit cytu ONLS npeacrabisieT
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co6oii Mmorudukarmio mkanbsl Overall Disability Sum Score
(ODSS) u BkTIoyaeT 2 KOMIIOHEHTA: OLIEHKY (hYHKLIMM BepX-
HUX KoHeuHocTel (0—5 0alioB) Ha OCHOBAaHUU CIIOCO0-
HOCTHU Tall€HTa BbITIOJHATS LieJIeHapaBIeHHbIEC JeACTBUS
U OLIEHKY (DYHKLIMU HIXKHUX KOHeuHocTel (0—7 GaioB)
B 3aBHCUMOCTHU OT YPOBHS JABUTaTeJbHOI aKTUBHOCTH,
BKJTIOYasi XO[b0Y, MObEM T10 JIECTHULIE 1 OET.

IlepBoHavanbHasg Banuaauuss ONLS Oblia mpoBeaeHa
Ha BbIOOpKe 13 100 mammenTos ¢ [THIT paznuyHoii aTHO-
JIOTUH, TIPEUMYILLIECTBEHHO AU3UMMYyHHoOro reHe3a (XBTI1,
cunapowm Iuitena—bappe, napanporennemuyeckas [THIT)
[15]. Pe3ynbrarhl mokasaiu BbICOKYIO Koppensuuio ONLS
C IPYTUMM KJIMHUYECKUMU IIKAJIaMU 1 TeCTaMU, TAKUMU
kak mKkanabl ODSS u MRCss, Tect 10-MeTpoBOit XOABOHI,
OIPOCHUK KadecTBa xXu3HU SF-36. B manbHeiimmeM ag-
¢extuBHOCTh MpuMeHeHUst ONLS Obuta moaTBepxaeHa
B MCCJICIOBaHUU ¢ 0oJiee KPYITHOM KOTropToii MalueHTOB
¢ HMCH [16].

B HacTog111€€ BpeMsT HAaKOTUJIEHO J0CTaTOYHOE KOJIM-
YeCTBO KJIMHUYECKUX U HAYYHBIX JaHHBIX, TO3BOJISIOIINX
yTBepKaaTh, 4To ONLS MoxeT cuuTaThCcs BaauaupOBaH-
HbIM MHCTPYMEHTOM JIJIs1 KOJIMYECTBEHHOM OLIEHKY (hYHK-
LIMOHABHBIX orpaHn4YeHui y nauueHToB ¢ [THIT pazmuy-
Horo reHesa [17, 18]. B cBs13u ¢ 3TM ocTaeTcsl akTyalbHbIM
BOIIPOC MPOBEACHUS BaJIUIAALMOHHOIO MCCJIEeIOBaHUS
JMAaHHON IIKaJIbl HA POCCUMCKON MONyJISLAU U JalbHEM-
1IIETO MCTOJIb30BaHUS €€ B KIIMHWYECKOI ITpakKTUKe U Ha-
YUHBIX UCCJIETOBAHUSIX.

Ilens paGoThl — JTMHTBOKYJIBTYpHAS aganTalysi Opy-
ruHanbHol Bepcun ONLS u nmocnenyoniasi oueHka rncu-
XOMETPUYECKUX CBOMCTB pa3pabOTaHHOI PyCCKOSI3bIYHOM
BEPCUU IITKAJIbI.

Marepuanbl u metopbl
[u3zaiiH ucciienoBaHus ObLI COIJIACOBaH C JOKTOPOM
Rachel C. Stockley, (pmznoTepaneBToM 1 JOLIEHTOM B 00J1aCTU
BOCCTAHOBJICHUSI M peaOWIMTALIMY TI0CJIe MHCY/IBTa B YHU-
BepcuteTe JlaHkaimpa B JIOHIOHE, OMHOI U3 pa3paboTYNKOB
OPUTHMHAIBHOM IIKaibl. JIJ1s1 IpoBeAeHYs BaIMAALMOHHOTO
WCCIIeoBaHMs ObLIa ToydeHa JimieH3ust (Ne 5992851277758)
oT uznatenbcTBa British Medical Journal, my6aukyroiiero
Journal of Neurology, Neurosurgery & Psychiatry.
HccnenoBanue 6bU10 0100PEHO JJOKAIBHBIM 3THYECKUM
komuteTtoM @TBHY «Poccuiicknii LIeHTp HEBPOJOTUHA
U HeiipoHayK» (rmpotokoit Ne 10-8/23 ot 20.12.2023), Bce
MalMeHThl MOAMUCAIN MHOOPMUPOBAHHOE COIJIacHe
Ha yJacTHe B MCCIICAOBAaHNM.
B uccnenoBanum npuHsuio yyactue 60 IalMeHTOB
¢ xponuueckumu ITHIT paznuyHoro reHesa:
* 15 mauMeHTOB C TEHETUYECKU IOATBEPXKICHHOM
HMCH nemueanHu3upyloIero Tvmna;
* 15 mauMeHTOB C TEHETUYECKU IOATBEPXKICHHOM
HMCH akcoHanbHOro THMIIA;
* 15 maumenToB ¢ XBII ¢ mojgHBIM COOTBETCTBUEM
JMMarHOCTMYECKUM KpuTepusaM EBporieiickoii akane-

MUM HeBposoruu u O0lLIecTBa neprudepruyecKux He-

pBoB (EAN/PNS) ot 2021 r., npu IJIATEILHOCTH 3a-

OoJieBaHUS He 0oJiee 5 JIeT U OTCYTCTBUM CIIOHTaHHOM

PEMUCCHN;

* 15 maluueHTOB ¢ TOATBEPXISCHHON OUabeTUUYECKOM

TTHIT.

B citydae oTka3za mammeHTa OT y4acTuvs B UCCIIeIOBaHUN
WY IEKOMITEHCAIIMU COITYTCTBYIOIIMX COMAaTUUYECKUX T1a-
TOJIOTMI1 UCTIBITYEMBbIil MCKITIOYAJICS U3 JaJIbHEIMIINX 9Ta-
TIOB MCCJICIOBAaHMSL.

HccnenoBaHune COCTOSIIO 13 2 3TAIIOB: IMHIBOKYJIBTYD-
Hoit agantaumy ONLS u mocnenyolieit oLieHKY IICUXoOMe-
TPUYECKUX CBOMCTB PYCCKOS3BIYHOM BepcuM IKaibl. O6a
aTana IPOBOAWINCH B COOTBETCTBUM C METOIOJIOTMIECKU -
mu ctangaptamu COSMIN (Consensus-based Standards
for the Selection of Health Measurement Instruments),
ONpee/SIOIIMMU TpeOOBaHUS K MPOLEAypaM MepeBoaa
M aanTalyuyl MEIUIIMHCKIX U3MEPUTEIBHBIX MHCTPYMEH-
TOB, a TAKKE K OLICHKE MX HAIC)KHOCTH, BAJIMITHOCTH U 1yB-
CTBUTEJIBHOCTU K U3MEHEeHMsIM [19].

JIMHTBOKYJIBTYpHasI aanTalys BbITOJIHIACH C LIEeJIbIO
MPUCIIOCOOJIEHUST OPUTHHAIBHOTO TEKCTa K KYJIBTYPHBIM
M SI3IKOBBIM OCOOEHHOCTSIM PYCCKOSI3BIYHOM TOIYJISILIVIM.
B pamkax maHHOTo 3Tara IMPOBOAWICS MPSIMOil MepeBOI
OPMTMHAJIBLHOM BEPCUU IIKAJIbI 2 HE3aBUCUMBIMM MM -
IIMHCKUMU TiepeBomurkamMu. [lonyyeHHbIE BapuaHTHI
B JaJIbHEMIIIEeM OBbLIM COTJIaCOBaHBI MEXIy COOOM, Tocie
4ero ObLIa Co3MaHa IIPOMEXYTOUYHAs PYCCKOSI3bIYHAST BEp-
cUs ILKaJIbl, IPeICTaBIeHHas: 2 HOCUTEISIM aHTJIUCKOTO
sI3pIKa C MPO(UIBHBIM MEIUIIMHCKUM 00pa3zoBaHUEM
JUTst 06paTHOTO TepeBoaa. Bce mostydyeHHbIe BapuaHThI ObI-
JIV pACCMOTPEHBI 9KCIIEPTHOM KOMUCCHUEH, B COCTaB KOTO-
POii BOILIM MEAVIIMHCKMI TTePEBOIYMK — JIMHIBUCT, He-
BpOJIOTH, HEMPODU3UOIOTH U MEAULIMHCKUI CTATUCTHK,
10 pe3yJIbTaTaM 3acelaHusI Oblla yTBepXKIeHa IpeIBapy-
TeJIbHAs PYCCKOS3bIYHAS BEPCHsI IITIKAJIbI /1T TPOBEACHUS
MMJIOTHOT'O TECTUPOBAHUS.

InoTHOE TecTMpOBaHKME ITPOBOIMIIOCH Ha 15 mareHTax
¢ xpounueckumu ITHIT (8 yuactHukos ¢ HMCH 1-ro tuna
un 7 — ¢ XBJIT). Bce yuacTHUKY ObLIM HOCUTEISIMU PYCCKO-
ro s13bIKa. OLEHKa 110 IIKaJIe IIPOBOAMIIACH 2 HE3aBUCUMBIMU
uccienoBaresiMu ¢ nHrepBaioM 30—40 muH. CrnoxxHocTel
MPY MMIOHUMAaHUU 1 MHTEPIIPETAIlK IIKAJIBI Y MCCIIeIoBaTe-
Jiell He BO3HUKJIO. B mpoliecce MMIOTHOTO TeCTUPOBAHMS
TEKCT IIIKaJIbI HEe TIpeTeprie/l 3HAYMMbIX U3MEHEHUIA.

Ha 2-M starne uccienoBaHust OLIEHUBATCH ICUXOMETPY-
YecKHe TI0KAa3aTelT IIKaJIbl: HaleXKHOCTb, BAIMIHOCTD U YyB-
cTBUTeNbHOCTD. OueHka o ONLS npoBoauiack 2 ucciaeao-
BaTeJISIMU, €€ PE3YJIBTaThl B COOTBETCTBUU C XPOHOJIOTMYECKIM
MOPSIIKOM 0003HAaYaIuCh Kak «Al» — McXooHasl OLeHKa
1-M nccnenoBatesieM, «B1» — rcxomHas olieHKa 2-M Ucclie-
noBatesieM, «A2» — 2-s olieHKa 1-M rccieaoBaresieM U «A3» —
3-s o1ieHka 1-m uccnenonareneM. [lepBbIM UccaenoBaTesieM
Takke mpoBoauiachk oueHka 1o mkaie INCAT, ycioBHO
00o03HaueHHas KaK «Alb».
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Ananusupyemble 1aHHble ONLS cooTBeTcTBOBaIU
HoOpMaJbHOMY pacmpeaeneHuio (tect Koimoropoa—
CwmupaoBa D = 0,124, p = 0,26), 4T0 O3BOJIMIIO UCIIOJTb-
30BaTh NapaMeTPUICCKIE METOIbI CTATUCTUYECKOTO aHa-
JIA3a.

HanexHocTb — 3TO CBOMCTBA ILIKAJIbI, XapaKTePU3YIO-
1€ €€ YCTOMYMBOCTD K OIIMOKaM u3MepeHusi. B HacTos -
M UCCJIETOBAHUY CPEIH TTapaMeTPOB HAIEKHOCTHU ObLIN
OIICHEHBI MEXXIKCIIePTHAs COIJIACOBAHHOCTb M BOCIIPOM3-
BOIMMOCTh. MeX3KCIepTHasl COTIACOBAHHOCTD OTpaKaeT
COITOCTAaBUMOCTb PE3YJIBTaTOB MEXIY 2 CIEeMaTUCTaMU
(A1—B1), a Bocmipon3BOAUMOCTb TTO3BOJISET ONPEaeTUTh
KOPPEJSALMIO MEXIY pe3ybTaTaMU TeCTa U PeTecTa, Ipo-
BEJICHHOI'O Yepe3 OINpeaeIeHHOe KOJUYECTBO BPEeMEHH
(A1—A2). B 1aHHOM uccliefOBaHMUU TTOBTOPHAs OLIEHKA
Mpou3BoauiIach yepe3 2 4. JIJis1 olleHKM ITapaMeTpoB pac-
CUYMTBIBAJICSI BHYTPUKIIACCOBBINM KO3(D(MUIIMEHT KOPPEIsi-
uuu (Intraclass Correlation Coefficient, ICC).

BanuaHocTh — 3TO CIIOCOOHOCTD IIKAJIBI OLICHUBATh
MMEHHO T€ XapaKTepPUCTUKU, JUISI KOTOPHIX ITPOBOAMIACH
ee pa3paboTKa. B paMKax HaCTOSIIETO NCCIeI0BAHMS Obl-
JIX OLIEHEHBI cojepKaTejbHasi U KpUTepyuaibHas BaJIuI-
HocTb ONLS. ITon comepkarebHOM BaTUAHOCTHIO TOHU-
MaeTCsl COOTBETCTBUE ITYHKTOB IIIKaJIbl CONEPXKATEIIBHOM
KOMITOHEHTE; TaHHBII ITapaMeTp MOABEePraicst IKCIEPTHOM
onieHke. KpurepuranbHasi BaIMIHOCTb, B CBOIO OYepelb,
MpearojaracT HaIMIKMe BHEIITHETO KPUTEPHSI, KOPPEJISLIMS
C KOTOPBIM OIpEIC/IsieT BaJIMITHOCTD IIKaJIbl. B JaHHOM Mc-
CJIeOBaHMU TIPOBOIMIIOCH ONPENEICHUE KOPPEISILIUKI Pe-
3yJbTaTOB OLIEHKU CTeNeHU MHBaiuau3auuu no ONLS
¢ pesyasraramu olieHKH 1o mkajae INCAT (A1—Alb) ¢ ipu-
MeHeHueM KoadduimeHTa koppeasuuu [Tupcona.

YyBCTBUTEIBHOCTb — XapaKTePHUCTHKA IIKaJIbI, OTPa-
JKalolasi U3MEHEHMS COCTOSIHUS ITallMeHTa B TeYCHUE OT-
HOCUTEJIBHO JUIMTEIBLHOTO MPOMEXYTKa BpeMeHU. B Ha-
CTOSIIIEM MCCJIEIOBAHUY TTOBTOPHAsI OLIEHKA MPOBOIMJIACH
B Iipenenax 3—6 Mec mocJie mepBUYHOM olleHKU (A3—Al).
C yuetrom orimyatoniero TeueHuss I[THIT npu paznuuHoit
STUOJIOTUM U HAJIMYMS TATOT€HETUIECKOTO JICUSHHUSI B XO-
Jle YCCJIEIOBAHUS Y YacTH MAIlMEHTOB JUISI KOPPEKTHOMI
OLIEHKU YYBCTBUTEIbHOCTH OBbLIO IPUHSITO PEILIEHNUE O pa3-
JIeNIeHUH enHOM BI0opku Ha noarpynmbsli: HMCH (n = 30),
XBAII (n = 15) u nuabetnueckas [THIT (n = 15).

CraTuCcTUYeCKMIT aHAJIU3 IIPOBOIMJICS C UCITOIh30Ba-
HueM nporpammHoro nakera IBM SPSS Statistics v.27.0
(IBM, CIIIA).

Pe3ynbTathbl

[To pesynbraraM MUJIOTHOTO TECTUPOBAHUS Ha HEOOJTb-
IO BbIOOPKE MalMeHTOB (7 = 15) U B Xo/1e MOBTOPHOTO
3aceaHusT SKCIEPTHOI KOMUCCUU ObUIa YTBEPXKIECHA UTO-
roBasi pycckosizbluHast Bepcust ONLS (cM. mpuioxkeHue).

[Ipu pacyeTe penpe3eHTaTUBHOCTU (YPOBEHb MOIII-
Hoctu 0,8 W ypOBeHb CTAaTUCTMYECCKOM 3HAYMMOCTH
p <0,05) OBIIO MOKa3aHO, YTO 00beM BEIOOPKHU (1 = 60)
JIOCTaTOYEH IS TPOBEICHUS TAaHHOTO UCCIIETOBAHMSI.

Bammanocts. B Xo1e 3KCIIepTHOM OIIEHKY, TTPOBEICH -
HOI B paMKax UCCJIeIOBaHMS COAepKaTeIbHOI BaJIUIHO-
CTHU, MOJYYEHO BBICOKOE 3HaUeHUE IToKa3artess — 8,4 6aj-
na u3 10. Pycckosasbiunas Bepcusi ONLS moxkaszana
CUJIbHYIO TIOJIOXKUTETBHYIO KOPPEJISIIIUIO C PaHee BaIUI-
poBaHHOI pycckos3biuHOM Bepcueit mKanbl INCAT (r =
0,99; p <0,001), yTo MOATBEPXKIAET €€ BHICOKYIO KPUTEPH -
aJIbHYI0 BaJIUIHOCTb.

Hanexunocts. Illkana mokasajga OTJIMYHYIO CTEICHD
MEX3KCITEPTHOM COTJIaCOBAHHOCTU M BOCIIPOM3BOIMMO-
ctu — ICC 611 paBeH 0,97 u 0,99 cooTBeTcTBeHHO. Takske
OblJ1a MOKa3aHa BBICOKAsl CTEIIEHb KOPPESIIUU MEXIY
noamkagamMmu ONLS i ouneHKM GyHKIIUNA BEpXHUX
M HIKHUX KoHeuHocTel (r = 0,87; p <0,001), yto yKa3bl-
BaeT Ha TECHYIO CBA3b (DYHKIIMOHAJIbHBIX OTpaHUYCHUI
B pYKax 1 HoOTax.

YyscrButeabHocTb. [1Ikana mpogeMoHCTpHUpoBajia Bbi-
COKYIO YYBCTBUTEJIBHOCTb K M3MEHEHUSIM Yy MAllUCHTOB
B rpynne XBIII (p = 0,014; cTanaapTU3UpOBaHHOE CPeI-
Hee u3MeHeHue nokasatens (standardized response mean,
SRM) = -0,72; d = 0,83), yTo yKa3bIBaeT Ha XOPOIYIO
CITOCOOHOCTB BBISIBJISITh KIIMHUYECKOE YiIydllieHre Ha (o-
He ITPOBOAMMOI1 Tepanuu. Huzkast 4yBCTBUTEILHOCTD OT-
MedeHa IpU olieHKe u3MeHeHuit y mauueHToB ¢ HMCH
(p =0,184; SRM = 0,36; d = 0,4) u nquadetnaeckoii [THII
(p = 0,582; SRM = 0,26; d = 0,46), 4TO KOpPEJIUPOBAIO
C TaHHBIMU KJIMHUYECKOTO OCMOTpa M, BEPOSITHO, OBLIO
CBSI3aHO C OTHOCHUTEJIBHO 00Jjiee CTaOMIbHBIM TeYECHUEM
ITHIT npu naHHBIX 3TUOJNOTMYECKUX TPUUMHAX.

IMonydeHHBIE B X0/Ie MCCICIOBAHUS TaHHBIC, OTpaXKa-
IOIKE TICUXOMETPUYECKUE MTOKA3aTeu PYCCKOS3BIYHOI
Bepcun ONLS, nipeacraBiieHbl B TaoOI. 1.

06cyxaeHune

[IpoBeneHHOE HAMU MCCIIEIOBaHUE TTPOAEMOHCTPUPO-
BaJI0 BBICOKME TICUXOMETPUYECKHME XapaKTePUCTUKHU PyC-
ckosi3piuHOM Bepcun ONLS, uyTo moaTBep>kKIaeT BO3MOXK-
HOCTb €€ MCIIOJIb30BaHMSI JIJIST OLIEHKU (DYHKIIMOHAIbHBIX
orpaHmyeHuit y nareHToB ¢ [THII paznuuHoit sTronoruu.
IMonydyeHHBIE pe3yabTaThl COMIOCTABUMBI C JAHHBIMU OPH -
TMHAJIBHBIX MCCIIECTOBAaHUI 1 3apyOeKHBIX paboT 1O BaJlv-
JAIN.

B xoze ucciaenoBaHus B paMKax 9KCIIEPTHOM Mpolie-
Iyphl ObLTa MOATBEPXKIEHA BhICOKAsI CofepKaTeIbHas Ba-
JIMTHOCTD IIKAJIbl. DTOT Pe3y/IbTaT COMOCTABUM C TAHHBI-
MU opurrHaibHo# paboThl R.C. Graham u R.A. Hughes,
B KOTOPOIi 15 HEBPOJIOTOB AJIU MOJIOXUTEIBHYIO OLICHKY
KJIMHUYECKOH MPYMEHUMOCTH U COAepKaTeIbHOM BaJIUI-
Hoct ONLS, oTMeTHB ee mpermyllecTBa 1o CpaBHEHUIO
C UCXOOHBIM MHCTpYMeHTOM — 1ukajoit ODSS. B vact-
HOCTH, ObLJI0 MoKa3zaHo, YTo ONLS ob6iagaeT nyuieit co-
JepKaTeJbHOI BAIMIHOCTHIO M B MEHbIIIEH CTETICHU IO/~
BepxkeHa adekTy «1moroaka» [15].

Pycckoszbrunast Bepcuss ONLS npogeMoHcTpupoBaia
BBICOKYIO KPUTEPUAIBHYIO BAIMIHOCTh: KO3(DGUIIUEHT
KOPPEJISILIUM ¢ paHee BaIUIUPOBAHHOMN PYCCKOSI3BIYHOMN
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Tadmnua 1. [Tcuxomempuueckue nokazamenu pycckos3biMHOL 6ePCUU WIKAAbI 00Ulell OUEHKU 0SPAHUMEHUI NPU HeUuponamuu
Table 1. Psychometric properties of the Russian-language version of the Overall Neuropathy Limitations Scale

Parameter
Parameters elements

Evaluation method

Result

Treshold value 3navyenne P
ConepxarenabHas
BaJIMITHOCTh aKgfiﬂTz{::;;ﬁ[:;Ka =7/10 8,4/10
Content validity P
BanuaHocTs
Validity Kputepuanbhas Ba- KoshUIMeHT Koppe s
J(‘:‘fi’f;?(ffv’a(lﬁ}:ﬂ’j Tupcora 20,8 0,99 <0,001
y Pearson correlation coefficient
Alb)
MexakcnepTHast
COIJIACOBAHHOCTh BryTprknaccoBblit Koaddu-
(A1-B1) LUEHT KOPPEISILIUU =>0,7 0,97 <0,001
Interrater agreement Intraclass correlation coefficient
HapnexHocTtb (A1-B1)
Reliability
Bocnp(?ff%?{ocn BhyTtpukiaccoBblit Koaddu-
Test-retest reliabilit: LIMCHT KOPPCILIIIHH =0,7 0,99 <0,001
¥ Intraclass correlation coefficient
(A1-A2)
IToarpynna
JInabeTnyeckas
HMCH XBAIT NoJIMHeHponaTus
YyBCTBUTEJIBHOCTh
YyBCTBUTEIIBHOCTh .,
i (A3-Al) b EIC et 0,184 0,014 0,582
Skl Sensitivity (A3—A1) t-test g g O
CraHmapTU3UpOBaHHOE CPEI-
Hee N3MEHEHMeE TTOKa3aTelIst 0,36 -0,72 0,26
Standardized response mean
Pasmep sacddekra d KosHa 0.4 0,83 0,46

Cohen’s d effect size

Ilpumenanue. HMCH — nacaedcmeennas momopro-cencopras Heiponamus; XBIII — xponuueckas eocnarumenvHas demueaunusupy-

owas noauHelponamusl.

Note. HMSN — hereditary motor and sensory neuropathy; CIDP — chronic inflammatory demyelinating polyneuropathy.

Bepcueil mkansl INCAT cocraBuin r= 0,99 (p <0,001),
YTO 3aKOHOMEPHO, yUuThIBast, uTo ONLS siBsieTcst mpsiMoii
monudukanueit mkansl ODSS, pazpaboTaHHOl Ipymnoi
INCAT. Bto cornacyeTcs ¢ JaHHBIMU JIUTEPaTYphI: B OpY-
ruHajgbHOM ucciegoBaHun R.C. Graham u R.A. Hughes
OblJIa MOKa3aHa BbIcoKasi Koppessiuus mexay ONLS
u ODSS (r=0,97) [15]. [Toamkana BepXHUX KOHEUHOCTEM
B ONLS cuuraeTcst 5KBUBaJIEeHTHOI COOTBETCTBYIOLLEH MO~
wkane INCAT, knoueBoe cTtpykTypHoe otinuue ONLS
3aKJII0YAeTCsI B OoJIee NeTaIbHOM OlLieHKe (DYHKIIMU HYDKHUX
KOHEYHOCTe! — IIKaJia JJIs1 HUX cocTaniseT ot 0 1o 7 6ajuioB
(mpotus 0—5 6amnoB B INCAT). B uactHoctu, ONLS ¢puk-
CHpYeT CIIOCOOHOCTh K Gery M moabeMy IO JIECTHUIIE,

YTO OOYCJIOBJIMBAET 00Jiee BBICOKYIO YYBCTBUTEIHLHOCTh
IIKaJIBI K BBISIBIEHUIO HE3HAYNUTEIBHBIX, HO KIMHUYECKH
3HaYuMMbIX u3MeHeHui. Kpome toro, INCAT amantupo-
BaHa ¥ BAJIMAMPOBAHA IS OLIEHKY (DyHKIIMOHABbHBIX Ha-
pYyLIEHUI y TauueHToB ¢ Au3uMMyHHbIMU TTHII, Torma
kak ONLS u3HavanbHO Obljla BaluaUpOBaHa Ha KOTOpTe
narueHToB ¢ paznuyHbiMu [THIT, Kak BocnaMTeIbHOTO,
TaK ¥ HEBOCITAJIUTEIBHOTO reHe3a. B HacTosinee BpeMs
ONLS npuMeHsieTcss B KIMHUYECKMX HCCIEIOBAHUSIX
npu HMCH, POEMS-cunapoMe, XpoHMYECKOIT uanora-
TMYeckoii akcoHanbHoi ITHII, HacnencTBeHHOI TpaHCc-
TupeTHOBOM amunounHoi ITHIT u op., onHako crieru-
aJTbHOM TICUXOMETPUYECKOM BaMAAllMA B 3TUX TPYITIIAX
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B TOM 00BbeMe, B KAKOM OHa ObljIa BBIMOJIHEHA JJIST TPYIII
naiueHToB ¢ cuHapomoM Iuiiena—bappe u XB/I1, He rpo-
Boawmiock [16, 20—22]. Uckmouenue cocrapnsser HMCH,
MPpU KOTOPOIi Oblj1a OTIEIbHO olieHeHa HaaexkHocTb ONLS
[16]. TIpyn ocTadbHBIX HO30JOTHSAX IIKaJIa WCIOIBb3YeTCST
Ha OCHOBAaHMUM €€ KOHIENTYyaJIbHON NMPUMEHUMOCTH
ko BceM ITHII. Takum oOpa3oM, CTpYKTypHbIE OCOOEH-
Hocti ONLS 1 HaKOIJIEHHBIN KIIMHWYECKWI OIBIT Aea-
IOT ee OoJIee TIPUTOTHOM IS TMHAMUYECKOTO HAaOJTIOIEeHUSI
B pYTMHHOI KnnHU4YecKol nmpakTuke npu I[THIT paznuu-
Hoit atnonoruu. Illkana INCAT B To e BpeMs COXpaHsI-
€T IPEMMYIIECTBO B KIIMHUYECKMX MCCIICTOBAHUSX TU3UM-
MmyHHBIX [THIT 6aaromaps oOmupHONM JoKa3aTeabHOM
0a3e U CTaHIAPTM30BaHHOMY MOPOTY MUHUMAJIbHO 3Ha-
YUMOT'O U3MEHEHMUSI.

Ilxama ONLS npoaeMoHCTpupoBaja BEICOKYIO MEX-
BKCIEPTHYIO COMIACOBAHHOCTh U BOCIIPOM3BOINMOCTD:
ICC =0,97 u 0,99 coorBeTcTBeHHO. [loMy4yeHHBIC 3HAUE-
HMSI COTJIACYIOTCS C JAaHHBIMU OPUTHMHAJIBLHOIO MCCJIENO0-
BaHUSI, B KOTOPOM 2 HE3aBHCUMBIX 3KCIIEpTa TaKXe J10-
CTUTIJIY ITpaKkTUYecku uneaabHoro cornacus (ICC =0,97),
IIPY 3TOM PacXOXIeHHE B OIICHKAX 3a(pMKCUPOBAHO JIUIIIh
B 1 u3 20 cayyaeB [15].

[ToMuMo 3TOTO OBIIA BBISIBJICHA BHICOKAST CTETIEHD KOP-
pensiuuy Mexny noamkaiamMu ONLS a1t oueHKM yHK-
LIMY BEPXHUX 1 HIDKHUX KoHeuHocTei (r = 0,87; p <0,001),
4TO YKa3bIBAET Ha TO, YTO (DYHKIIMOHATbHbBIE OTPAHUYEHMST
B pPyKax ¥ HOTaX TECHO CBSI3aHbI M BBIPAaXKeHBI IPUMEPHO
B PaBHOI CTEIIeHU. DTH TaHHBIC COTJIACYIOTCS C pe3y/IbTa-
Tamu ucciaenoBaHus Y.A. Rajabally u coaBT., KOTOphIe
TIIPY aHAJIM3¢e ITOpOora MUHUMAJIbHO 3HAYMMOTO U3MEHEHMUSI
TOKa3aJiv, YTO MOPOroBoe 3HayeHue usmMeHeHus wist ONLS
cocTtapyisieT 1 6ajul, YTo TaKKe OTpakaeT YHUTAPHYIO ITpH-
poay KOHCTpyKTa mKaisl [23]. Tem He MeHee cienyeT yuu-
TBIBaTh, UuTO noamKanbl ONLS obnagaloT pa3HbIMU Ara-
mazoHamu 6amoB (0—5 aj1g BepXHUX KoHeuHocTe u 0—7
JUTSI HIDKHUX KOHEYHOCTE! ), KpOME TOTO, IIPH Pa3IMYHbBIX
Buaax ITHIT Bo3aMoXHO HepaBHOMEPHOE BOBJICYCHUE KO-
HEYHOCTEIl B AaTOJOTUYESCKMIL ITPOIECC, TTOITOMY TOJTY-
YaeMBbIe pe3y/IBTaThl JOJDKHBI MIHTEPIIPETUPOBATBCS C OCTO-
POXXHOCTBIO.

Ilxama ONLS npoaeMoHCTpupoBalia BEICOKYIO UyB-
CTBUTEJIBHOCTh K M3MEHEeHUsIM y nauueHToB ¢ XBIII,
YTO YKa3bIBaeT Ha XOPOIIYIO0 CITIOCOOHOCTD BBISIBJISITh KJTH-
HUYECKOe yaydllieHue Ha (OHE IMPOBOIMMON Teparuu.
BennunHa cTaHAApTU3MPOBAHHOIO CPEAHETO U3MEHEHMS
nokaszatenst (SRM = —0,72) y nauuentoB ¢ XBIAIT npu-
OmKaeTcsl K 3HAYEHUIO BBICOKOW YYBCTBHUTEJIBHOCTH
(SRM =0,8). OtpuuatenbHoe 3HaueHUEe KOahGULINeHTa
00YyCJIOBJIEHO HAIIPaBJICHHOCThIO M3MEHEHUI (CHIDKEHME
OaJIJIOB COOTBETCTBYET YJIYYIICHUIO COCTOSTHUS TTalleH -
ToB). [10 abCOMIOTHOM BeTMYMHE JAaHHBII MOKA3aTelb CO-
ITOCTaBUM C pe3y/IbTaTaMKi OPUTMHAIBHOTIO UCCIICIOBAHMS
(SRM = 0,76); ominurie B HaIpaBJICHHOCTH U3MEHEHMI
MOXeT OBITh OOYCIIOBJICHO 00Jiee STUOJIOTMYECKU OTHO-
POIHOI BEIOOPKOi U OoJiee paHHUM MOBTOPHBLIM 00CJIe-

JIOBaHUEM TallMeHTOB B HallleM ucciienoBaHuu [15]. Bt
JIaHHBIE COTIACYIOTCS C pe3yabTaTaMu KJIMHUYECKUX UC-
cnemoBaHuit, B KOTopbix ONLS 1 poncTBeHHbIe e IIKaIbI
YCHEIITHO MPUMEHSUTUCH IUIS OLIEHKM OTBETa Ha JieueHue
y nauuveHToB ¢ XBJII, moay4yaBimmnx UMMYHOTJIOOYIMHbI
U TTIOKOKOPTUKOCTEPOUALI [24].

B cuctematrueckoMm aHaIM3e KIMHUYECKON MTPaKTUKH,
npoBeacHHOM Y.A. Rajabally 1 coaBT., ycTaHOBJIEHO, UTO Cpel-
Hee BpeMsl 10 JOCTHKEHUSI MaKCUMalTbHOTO addeKTa iedeHust
y mauueHToB ¢ XB/II cocrasnster 12,1 (1—36) Mec, 4TO CBU-
JIETENILCTBYET O AMHAMMYHOCTH 3a00sieBaHMs1, KoTopyto ONLS
JIOJDKHA OBITH CITOcOOHA oTpaxkath [24]. [TomyyeHHbIe HaMK
JIaHHbIE MMOATBEPXKIAIOT, YTO pyccKosi3biuHast Bepcust ONLS
CITPABJISIETCS C TOM 3aIa4eid.

B 10 xe Bpemst npu HMCH u aguaberuyeckoii [THIT
YYBCTBUTEIBbHOCTD IIKAJIbl K U3MEHEHUSIM OKa3ajlach HU3-
KOIi, YTO MOXET ObITb OOYCIOBJIEHO OCOOCHHOCTSIMU Te-
yeHus JaHHbIX HeliponaTtuii. Tak, HMCH xapakrtepu3y-
eTcsl MeIJIEHHBIM IIporpeccupoBaHreM. B KInHu4YecKux
HCCIENOBaHUSX, U3YYaBIIUX BIUSHUS Pa3IMYHbBIX Mpe-
rnapaToB Ha TeueHMe 3aboneBaHus y nauueHToB ¢ HMCH
1A-tuna, 6bUI0 MOKA3aHO, YTO OOJBIIMHCTBO IIKAJ Jie-
MOHCTPUPYIOT HU3KYIO YYBCTBUTETHLHOCTb 1aKe B TEUCHUE
2-n1eTHero nepuona HabaoneHus [14, 25]. AHalorudHo
npu gunadetndeckoii ITHIT mporpeccupoBaHue 3aboneBa-
HUs BechbMa MelJIeHHOoe: JaHHble Pouectepckoro uccie-
noBaHus auabetndeckoii Heriponatun (RDNS) mokazanm,
YTO B CpelHEeM Y nalueHToB ¢ quaderudeckoil ITHIT orme-
yaeTcs yxyaleHue auiib Ha 0,85 6asuta o mikane NIS(LL)+7
B roz [26]. I[IpuHrMas Bo BHUMaHKE TOT (haKT, UTO Y OOJTb-
IIMHCTBA MalueHToB ¢ Auadetnyeckoii [THIT mpumeHsieTcs
MPEUMYIIECTBEHHO CUMIITOMAaTUYECKOE JIeYeHHEe, KOTOpOe
He BIMSIET Ha ITaToreHe3 3a00J1eBaHusl, HU3KYIO YYBCTBUTEITb-
HocTh ONLS B aTO#f rpymme ciaeayeT paccMaTpuBaTh
He KaK HEIOCTAaTOK IIKaJIbl, a KaK OTpakKeHUEe pealbHOro,
CTaOMJIbHOTO KJIMHUYECKOIO TeUeHUsT O0JIe3HU.

HecMmoTpst Ha TTostydeHHbIe pe3yabTaThl, MOATBEPXKIA-
IOIIIME BHICOKME TICUXOMETPUIECKHE XapaKTePUCTUKU PYyC-
ckosizbidHOM Bepcun ONLS, cienyeT nmpusHaTh, YTO OpU-
ruHaibHast Bepcust ONLS umeer psin oO1mx 15t MogoOHbIX
WHCTPYMEHTOB OI'paHUYEHUIi: OHA HE OLICHUBAeT TaKue
BaXHbIC MapaMeTphl, KaK YYBCTBO YCTAJIOCTH, BbIpaXKeH-
HOCTb 00JIEBOTO CUHIPOMa M BETeTaTMBHBIX HApYLICHUH,
YTO CHIXAET CTETIEHb MTOJIHOThI OLIEHKU COCTOSIHUS Taly-
eHToB ¢ [THII. Psg aBTOopoB yKa3bIBaeT Ha 3TO KaK Ha IIPUH-
LUITMAaIbHOE OTpaHUYeHUE 1IKaJl JaHHOTro Kiacca [27].

BbiBOAbI

Hanuuue mpocThIX 1 yHUBEpPCATbHBIX MHCTPYMEHTOB
OLIEHKH (DYHKIIMOHATbHBIX OTPaHNYEHUIA, aCCOLIMUPOBAH -
Hbix ¢ [THIT, no3BosisieT 00beKTUBU3UPOBATH MOJyYaeMble
KJIMHMYECKUE JaHHbIC W TEM CaMbIM YJIYYIIUTh IpeeM-
CTBEHHOCTb B OKa3aHUU MEIULIMHCKOM IToMoIiu. Pe3yb-
TaThl HAIIETO UCCIIEMOBAaHMS MOATBEPKIAIOT, YTO PYCCKO-
sa3bl4Has Bepcust ONLS 061agaeT BHICOKMMY BATMIHOCTHIO
M HaJeXXHOCThIO, a y manueHToB ¢ XB/IT — u xopoiueit
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YYBCTBUTEJILHOCTHIO K MI3MEHEHUSIM. H13Kast 4yBCTBUTEb-  CHEIMMUUECKUM HEIOCTaTKOM MHCTpyMeHTa. Pe3yibraThl
HocTb K u3meHeHusiM mipy HMCH u nna6etuueckoii ITHIT  nmpoBeaeHHOTO BaauaaliOHHOTO UCCIeJ0BaHUS 000CHO-

00ycJioBJieHa, IO BCEi BUAMMOCTHU, MEUICHHBIM M CTa-  BBIBAIOT IIPUMEHEHHUE pyccKosi3braHol Bepcurt ONLS B ote- §
OMJIBHBIM TEUYEHHEM 3TUX HEMPONATUid, YTO HE SIBJIIETCS  YECTBEHHBIX KIIMHUYECKOM M HAayYHOM ITPaKTHKE. S
IIpunoxenne
Supplement

Pycckosi3bluHas Bepcus MKAJIbI 00IIeii OLleHKH OrPAHNYEHHii IIPU HeiiponaTun
(Overall Neuropathy Limitations Scale, ONLS)
Russian-language version of the Overall Neuropathy Limitations Scale (ONLS)

MHcTpykuus: 11 MpoBeaeHUs OLIEHKU UCCea0BaTelb JOJKEeH He TOJbKO 3a7aTh BOIIPOCHI MTAILIMEHTY, HO U ITIOHA-
omoaath 3a HUM. CrenyeT oopallaTh BHUMaHME He TOJIbKO Ha Te HapyllIeHUsI, KOTOpble BbI3BaHbI MMOJMHEHponaTueii,
orpaHuYMBalouiei GyHKLMU, HO ¥ Ha HApYyILIEHUs, BbI3BAaHHbBIE MHBIMU 3a00J1€BaHUSIMU.

Instructions: to perform the assessment, the investigator should not only question the patient, but also observe them. Attention
should be paid not only to impairments caused by polyneuropathy that limit function, but also to impairments resulting from other
conditions.

OueHka (hyHKIMH BePXHUX KOHEYHOCTEH
Arm scale

EcTb 111 y manieHTa CMUMITOMBI B pyKax, HalipuMep: Mo-
KajibiBaHUe, oHeMeHue uiu ciadocts? (Eciau Het, mepexo-
IIUTE K OlIeHKe (DYHKIIUM HIKHUX KOHEYHOCTEI. )

Does the patient have any symptoms in their hands or arms, €. g.
tingling, numbness or weakness? (If no, go to legs section.)

Ha Her
Yes No

Orpannyenuii | OrpanndeHus ecTb, HO (YYHKIUS

MozKeT JI malKenT: Her coxpansieTcs He moxer
Is the patient affected in their ability to: Not affected s U e T Prevented
MBbITh U pacyechbiBaTh BOJOCHI 0 O 0
Wash and brush their hair

[ToBopaymBath K104 B 3aMKe O O O

Turn a key in a lock

[Tonb30BaThCs HOXOM U BUJIKOI OTHOBPEMEHHO (MJIN
JIOXKOI, €C/IM HOX Y BUJIKA HE UCTIOJIb3YIOTCS) O d O
Use a knife and fork together (or spoon, if knife and fork not used)

3acrernBaTh/pacCcTernBaTh IyTOBUIIBI MJIM MOJTHUHT 0 O 0
Do or undo buttons or zips

HaneBatb onexmy 6e3 IMmyroBuil MM MOJIHUI Ha BEPXHIOIO
4acTh Teja ad g O
Dress the upper part of their body excluding buttons or zips

Ecnu BeInmosiHEHNE BCeX 3TUX AEUCTBUI HAPYILIEHO, MO-
JKET JIU MTALIMEHT BBIITOJIHATE LIeJIEHANIPABIEHHBIE IBUXE- Nla Her
HUS pyKamu?

If all these functions are prevented can the patient make purposeful
movements with their hands or arms?

Henpumenumo
Yes No Not applicable

Banb! 11 oueHKH (PYHKIMH BEPXHHX KOHEYHOCTEM
Arms grade score
0= Hopma
0 = Normal
1 = He3HauuTtenbHble CUMIITOMBI B OJHOM pyKe UM 00euX pyKax, He BIUSIOLINE Ha BBITTOJTHEHUE JTI000T0 U3 NMePeUnCAeHHbBIX
eCTBUIA
1 = Minor symptoms in one or both arms but not affecting any of the functions listed
2 = HapymieHust B OTHOI pyKe WIM 00erX pyKax, BIUSIOIIME Ha BBITIOJTHEHHUE JII0OOOTO U3 TIEPEUNCIEHHBIX IeMCTBUIA,
HO HE IMPETATCTBYIOIIUE €TI0 BBIMIOJTHEHUIO
2 = Disability in one or both arms affecting but not preventing any of the functions listed
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3 = HapyiieHus B OIHO# pyKe MJIM 00eMX pyKaX, TPeTsTCTBYIOIIME BHIMOJTHEHUIO IO KpaliHeil Mepe OMHOro U3 (HO HE BCEX)
TMEPEYNCICHHBIX NeACTBUN

3 = Disability in one or both arms preventing at least one but not all functions listed

4 = HapyieHust B 00eux pyKax, MpernsTCTBYIOLIME BbITOJHEHUIO BCeX MEPEUMCICHHbIX JeHCTBUIA; BBIMIOJHEHUE 1IeJIeHanpaB-
JIEHHBIX JIBV>KEHUI BCE €11I€ BO3MOXKXHO

4 = Disability in both arms preventing all functions listed but purposeful movement still possible

5 = HapyuieHus B 00erx pyKax, MpernsITCTBYIOIIME BHIMOJHEHUIO JTIO0BIX 1ieJeHarpaBIeHHbIX IBUXESHU N

5 = Disability in both arms preventing all purposeful movements

OneHka (hYHKIUH HIDKHUX KOHEYHOCTel

Legs scale
Ja Her Henpumennmo
Yes No Not applicable
[TanueHTy TpYAHO MOAHUMATHLCS 110 JIECTHULIE WU OeraTh? O O O
Does the patient have difficulty running or climbing stairs?
HMcnbIThIBaeT 1M MaLMEHT TPYAHOCTHU MPU X0ab0e? 0 0 0
Does the patient have difficulty with walking?
BoirisiauT v moxoaka raiyeHTa u3MeHeHHO ? [ 0 0
Does their gait look abnormal?
Kakum 006pa3oM mauueHT nepeaBuraeTcsi Ha pacCTosTHUE
okoso 10 m?
How do they mobilise for about 10 metres (i. e. 33 feet)?
B§3 oMol 0 . .
Without aid
C 0ZHOCTOPOHHEH OIOPOIi Ha TPOCTh/KOCTHUTb UJIN JIeP-
Kach 3a PYKY/JOKOTb IPYTrOro yeaoBeKa g 0 O

With one stick or crutch or holding to someone’s arm

C IBYXCTOpPOHHEI OMOPOIi Ha TPOCTH,/KOCTBUIM UJIH C OIO-
po¥i Ha OJHY TPOCTh/OINH KOCTHLIb, a C APYroil CTOPOHBI

¢ OJIIEP>KKOI YesioBeKa JIMOO OMOopoil Ha XOMyHKHU a O O
With two sticks or crutches or one stick or crutch holding onto
someone’s arm or frame

C UCIIOJIb30BAHUEM MHBAJIMIHOTO KpECiia
With a wheelchair

Ecny maneHT ucnosyib3yeT MHBAIMAHOE KPECJIO, MOXET JIU
OH BCTaTb M MPOITH 1 M C MOCTOPOHHEI MOMOLIbIO OJHOTO
yesmoBeKa? O O
If they use a wheelchair, can they stand and walk 1 meter with
the help of one person?

Ecnu manueHT He MOXKET BBITTOJIHSTh BbIIICYKa3aHHbIC
JIeCTBUSI, CITIOCOOEH JIM OH TTPOM3BOAUTS lieJIeHATIpaBJICH -
HbI€ IBUXEHUS HOraMU, HAIIPUMEDP, MEHAITD ITOJIOXKEHUE
HOT B rioctenu?

If they cannot walk as above are they able to make some purposeful
movements of their legs, e. g. reposition legs in bed?

Hcrnonb3yeT v maliMeHT opTe3bl/06aHIaKu TOJIEHOCTOITHO-
ro cycraBa? (Ecnu na, ykaxxuTte, IJ1s1 KaKoi HOTU: MpaBoi
WJIY JIEBOIA.) O O O
Does the patient use ankle foot orthoses/braces? (If yes, please
indicate, right or left.)

Bajuibl A5 onieHKH (DYHKIIMH HIXKHUX KOHEYHOCTei
Legs grade score
0 = Xonpba,/TombeM 110 JiecTHHIIe/Oer He HapyIeHb
0 = Walking/climbing stairs/running not affected
1 = Xonpba/moabeM Mo JiecTHU1IE/0er HapylleHbl, HO OXOJKa HE BBITJISIAUT U3MEHEHHOM
1 = Walking/climbing stairs/running is affected, but gait does not look abnormal
2 = XOIUT CaMOCTOSITEJIbHO, HO TIOXOJKa U3MEHEeHa
2 = Walks independently but gait looks abnormal
3 = Jlna npoxoxaeHust 10 M TpedyeTcsi OMHOCTOPOHHSISI oropa (TpOCTh, KOCTBUIb MJIM OTIOpa Ha OHY PYKY APYTOro YejoBeKa)
3 = Requires unilateral support to walk 10 metres (stick, single crutch, one arm)
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4 = JIns mpoxoxneHus 10 M TpebGyeTcst ABYCTOPOHHSIS onopa (JiBe TPOCTU, KOCTBIIU, TPOCTh M OITOPa Ha PYKY APYroro yejoBeka

WA XOIYHKU)

4 = Requires bilateral support to walk 10 metres (sticks, crutches, crutch and arm, frame)

5 = Jlns nepeMelieHust Ha 10 M TpeOyeTCcs: MHBAJIUIHOE KPECI0, HO MALIMEHT MOKET BCTATh U TIPOTH 1 M € MOMOIIBIO IPYyroro

YECJI0BEKa

5 = Requires wheelchair to travel 10 metres but able to stand and walk 1 metre with the help of one person

TOM 16

6= an/IKOBaH K UHBAJIMAHOMY KPECI1Yy, HC MOXKET HpOﬁTH 1 M 1axe ¢ TIOMOIIIbIO JAPYroro 4€JioB€Ka, HO MOXET OCYILICCTBJIATH

HECJICHANpaBJICHHBIC IBUKCHUA HOraMU

6 = Restricted to wheelchair, unable to stand and walk 1 metre with the help of one person, but able to make some purposeful leg movements
7 = BbonbIiryio yacTh BpeMeHU TPUKOBaH K MHBAJIMIHOMY KPECIIy WY KPOBaTH, HE MOXET OCYIIIECTBIIATh KaK1e-T1u0o0 1ieicHa-

NpaBJICHHbIC IBUKEHUA HOraMU

7 = Restricted to wheelchair or bed most of the day, unable to make any purposeful movements of the legs

Ectb 11 y nanmeHTa Kakoe-J160 3a00JieBaHUE, KpOMe
TMOJIMHENPOITaTUM, KOTOPOE OKA3bIBAET BIIUSTHUE HA BBILIIC-
yKazaHHbIe PYHKLIMU?

Is there any disorder, other than peripheral neuropathy, which
affects the above functions?

Her
No

Jla
Yes

Ecnu ectb, moxaiyiicra, ONnuImre:
If yes, please describe:

Banab no mkane ONLS
Overall Neuropathy Limitation Scale score

Ouenka ¢gynknuu pyk (ot 0 10 5 6an10B)

Arm scale score (0 to 5) +
5

Ouenka ¢pynknuu Hor (ot 0 10 7 6aI0B)
Leg scale score (0 to 7)
7

Range: 0 (no disability) to 12 (maximum disability)

JwuanazoH: ot 0 (0TCyTCTBME MHBAIMAM3ALMK) 10 12 (MaKcMMalbHast MHBAJIUIN3ALIM)

Hrorosas cymma 6aios no ONLS:
Total ONLS score:

/12

Inurtepatrypa / References

1. England J.D., Gronseth G.S., Franklin G. et al. American
Academy of Neurology; American Association of Electrodiagnostic
Medicine; American Academy of Physical Medicine and
Rehabilitation. Distal symmetric polyneuropathy: a definition
for clinical research: report of the American Academy of Neurology,
the American Association of Electrodiagnostic Medicine,
and the American Academy of Physical Medicine and Rehabilitation.
Neurology 2005;64(2):199—207.

DOI: 10.1212/01.WNL.0000149522.32823.EA

2. Hanewinckel R., van Oijen M., Ikram M.A. et al. The epidemiology
and risk factors of chronic polyneuropathy. Eur J Epidemiol
2016;31(1):5—-20. DOI: 10.1007/s10654-015-0094-6

3. England J.D., Asbury A.K. Peripheral neuropathy. Lancet
2004;363(9427):2151-61. DOI: 10.1016/S0140-6736(04)16508-2

4. Callaghan B.C., Price R.S., Feldman E.L. Distal symmetric
polyneuropathy: a review. JAMA 2015;314(20):2172—81.

DOI: 10.1001/jama.2015.13611

5. Mupanos M.A., CynoneBa H.A., IpuiunHa JI.A. ITonuneiipona-
TUU: aJITOPUTMBI TUATHOCTUKU U JiedyeHus1. M.: [opstyast TuHus —
Tenexom, 2019. 248 c.

Piradov M.A., Suponeva N.A., Grishina DA. Polineuropathies:
Diagnostic and Treatment Algorithms. Moscow: Goryachaya
Liniya — Telekom, 2019. 248 p. (In Russ.).

6. Van Nes S.1., Vanhoutte E.K., van Doorn P.A. et al. Rasch-built
Overall Disability Scale (R-ODS) for immune-mediated peripheral
neuropathies. Neurology 2011;76(4):337—45.

DOI: 10.1212/WNL.0b013¢318208824b

7. Breiner A., Barnett C., Bril V. INCAT disability score: a critical
analysis of its measurement properties. Muscle Nerve
2014;50(2):164—9. DOI: 10.1002/mus.24207

8.

10.

Bhandari V., Abraham A., Lovblom L.E. et al. Single simple question
in axonal polyneuropathy. Muscle Nerve 2024;70(4):824—30.
DOI: 10.1002/mus.28209

. ApectoBa A.C., MenbHuk E.A., 3aitiueB A.b. u np. llIkana

«DTHOJIOTUS U JIeYeHUE BOCTIAIMTENIbHOM HeliponaTum»
(Inflammatory Neuropathy Cause and Treatment, INCAT)

JUTSI OLIEHKU CTeNeHW MHBATMAN3ALMU Y OOJIbHBIX XPOHUYECKON
BOCHAJIMTENIbHOM IeMUETMHU3UPYIOLIEH MOJIMHEponaTueit:
JIMHIBOKYJIBTYpHas agantauust B Poccuu. HepBHO-MbllIeuHbIE
6ome3nm 2021;11(4):26—33.

DOI: 10.17650/2222-8721-2021-11-4-26-33

Arestova A.S., Melnik E.A., Zaytsev A.B. et al. Inflammatory
Neuropathy Cause and Treatment (INCAT) Scale

for the assessment of disability level in patients with chronic
inflammatory demyelinating polyneuropathy: linguocultural
ratification in Russia. Nervno-myshechnye bolezni = Neuromuscular
Diseases 2021;11(4):26—33. (In Russ.).

DOI: 10.17650/2222-8721-2021-11-4-26-33

CynoneBa H.A., ApecroBa A.C., MenbHuk E.A. u nip.
Banupauus mkansl cyMMapHO# oleHKY MblledHoii cuibl (MRC
sum score) AJIs1 UCITOJIb30BaHUS! Y PYCCKOSI3BIYHBIX ITaLlEHTOB

C XpOHMYECKOI BOCTTAJIUTENILHOM 1eMUETMHU3UPYIOLLEH MOJIN-
Helipornatreir. HepBHo-MbIreunbie 6ome3nn 2023;13(1):68—74.
DOI: 10.17650/2222-8721-2023-13-1-68-74

Suponeva N.A., Arestova A.S., Melnik E.A. et al. Validation

of the Medical Research Council sum score (MRCss) for use

in Russian-speaking patients with chronic inflammatory
demyelinating polyneuropathy. Nervno-myshechnye bolezni =
Neuromuscular Diseases 2023;13(1):68—74. (In Russ.).

DOI: 10.17650/2222-8721-2023-13-1-68-74

29



TOM 16

30

HepBHo-Mblweynbie BONTE3HU
Opueunanvhsie uccaedoeanus | Original reports

11. Cynonesa H.A., MenbHuk E.A., ApecroBa A.C. u np. Banunauus 18. Zis P., Hadjivassiliou M., Rao D.G. et al. Electrophysiological

OINPOCHMKA /ISl OLIEHKU KayeCcTBa KM3HU MalMEHTOB C XpPOHUYEC- determinants of the clinical severity of axonal peripheral
Ko# npuobpeTeHHOol nojuHeliponarueii (Chronic Acquired neuropathy. Muscle Nerve 2019;59(4):491-3.
Polyneuropathy — Patient Reported Index, CAP-PRI) B Poccuu. DOI: 10.1002/mus.26425
HepsHo-MbilieuHble 6o01e3nu 2022;12(3):17-25. 19. Mokkink L.B., Elsman E.B.M., Terwee C.B. COSMIN guideline
DOI: 10.17650/2222-8721-2022-12-3-17-25 for systematic reviews of patient-reported outcome measures
Suponeva N.A., Melnik E.A., Arestova A.S. et al. Validation version 2.0. Qual Life Res 2024;33(11):2929—39.
Chronic Acquired Polyneuropathy — Patient Reported Index DOI: 10.1007/s11136-024-03761-6
(CAP-PRI) in Russia for CIDP patients. Nervno-myshechnye 20. Keddie S., Foldes D., Caimari F. et al. Clinical characteristics,
bolezni = Neuromuscular Diseases 2022;12(3):17—25. (In Russ.). risk factors, and outcomes of POEMS syndrome: a longitudinal
DOI: 10.17650/2222-8721-2022-12-3-17-25 cohort study. Neurology 2020;95(3):¢268—79.
12. Cynonesa H.A., ApectroBa A.C., MenbHuk E.A. 1 1p. Banunanus DOI: 10.1212/WNL.17.09.2026009940
ILIKaJIbl CTENEHU HeBponaTuyeckKux HapyiieHuit (Neuropathy 21. Zis P, Sarrigiannis P.G., Rao D.G. et al. Chronic idiopathic axonal
Impairment Score, NIS) 1151 KICMOJIL30BaHUS Y PYCCKOSI3bIUHbBIX polyneuropathy: Prevalence of pain and impact on quality of life.
MaLMEHTOB ¢ XPOHUYECKON BOCIIAIUTENbHOM 1EMUETUHUZUPY- Brain Behav 2019;9(1):e01171. DOI: 10.1002/brb3.1171
1ol1ei noyiMHeliponaTueit. HepBHO-MblIllIeYHbIe 60I€3HU 22. Alcantara M., Mannan S., de la Cruz J. et al. Value of multi-
2024;14(4):29—39. DOI: 10.17650/2222-8721-2024-14-4-29-39 modality small fiber assessments in a genotypically diverse cohort
Suponeva N.A., Arestova A.S., Melnik E.A. et al. Validation of transthyretin-related amyloidosis in the early stages of disease.
of the Neuropathy Impairment Score (NIS) for use in Russian- Med Clin (Barc) 2024;162(12):¢64—9.
speaking patients with chronic inflammatory demyelinating DOI: 10.1016/j.medcli.2024.02.012
polyneuropathy. Nervno-myshechnye bolezni = Neuromuscular 23. Rajabally Y.A., Nazeer K.K., Min Y.G. Minimal clinically
Diseases 2024;14(4):29—39. (In Russ.). important differences in measuring treatment effects in CIDP:
DOI: 10.17650/2222-8721-2024-14-4-29-39 history, current use, limitations, and prospects. Muscle Nerve
13. Rajabally YA, Ghasemi M. Comparative value and determinants 2025;72(5):1042—51. DOI: 10.1002/mus.28478
of suitability of outcome measures in treated chronic inflammatory 24. Rajabally Y.A., Min Y.G., Nazeer K.K. et al. Treatment
demyelinating polyneuropathy. Muscle Nerve 2020;61(2):182—6. response amplitude and timing in chronic inflammatory
DOI: 10.1002/mus.26747 demyelinating polyneuropathy with routine care: study
14. Mandel J., Bertrand V., Lehert P. et al. A meta-analysis of randomized of a UK cohort. Eur J Neurol 2024;31(10):¢16399.
double-blind clinical trials in CMT1A to assess the change DOI: 10.1111/ene.16399
from baseline in CMTNS and ONLS scales after one year 25. Pareyson D., Reilly M.M., Schenone A. et al. Ascorbic
of treatment. Orphanet J Rare Dis 2015;10:74. acid in Charcot—Marie—Tooth disease type 1A
DOI: 10.1186/s13023-015-0293-y (CMT-TRIAAL and CMT-TRAUK): a double-blind
15. Graham R.C., Hughes R.A. A modified peripheral neuropathy randomised trial. Lancet Neurol 2011;10(4):320—8.
scale: the Overall Neuropathy Limitations Scale. J Neurol DOI: 10.1016/S1474-4422(11)70025-4
Neurosurg Psychiatry 2006;77(8):973—6. 26. Dyck PJ., Davies J.L., Litchy W.J. et al. Longitudinal assessment
DOI: 10.1136/jnnp.2005.081547 of diabetic polyneuropathy using a composite score in the Rochester
16. Solari A., Laura M., Salsano E. et al. Reliability of clinical outcome Diabetic Neuropathy Study cohort. Neurology 1997;49(1):229—39.
measures in Charcot—Marie—Tooth disease. Neuromuscul Disord DOI: 10.1212/wnl.49.1.229
2008;18(1):19—26. DOI: 10.1016/j.nmd.2007.09.006 27. Vanhoutte E.K., Faber C.G., Merkies L.S., PeriNomS study group.
17. Niu H.X., Wang R.H., Xu H.L. et al. Nine-hole peg test 196" ENMC international workshop: outcome measures in
and ten-meter walk test for evaluating functional loss in Chinese inflammatory peripheral neuropathies. 8—10 February 2013,
Charcot—Marie—Tooth disease. Chin Med J (Engl) Naarden, The Netherlands. Neuromuscul Disord 2013;23(11):924—33.
2017;130(15):1773—8. DOI: 10.4103/0366-6999.211550 DOI: 10.1016/j.nmd.2013.06.006

Bkuaa aBTopos

I.C. LaperopozaiieB: pa3paboTka qu3aiiHa ucciaenoBaHus, KypupoBaHUe JaHHBIX, aHAJIU3 MOJyYSHHBIX JaHHBIX, IPOBEIEHUE UCCIIEI0BaHUS, MO/~
TrOTOBKA TEKCTa PYKOIUCH;

I.T. FOcymnoBa: pa3paboTKa Au3aiiHa UcceNoBaHUsI, OpraHU3alusd U KOOPAMHALIMS UCCIIeIOBaHUS, PYKOBOJICTBO HAyYHO-UCCIIEN0BATENbCKOM pa-
00TOI1, pelaKTUPOBAHUE TEKCTA PYKOITUCH;

A.B. 3aiiues, A.A. 3umuH, H.B. TTonexuHa: aHau3 MoxydyeHHbIX JaHHbBIX, PEIaKTUPOBAHKUE TEKCTA PYKOITUCH;

P. Crokiu: npoBeneHre OpUrMHaJIbHOTO UCCIIEI0BaHMS, KOHCYJIBTHPOBAHUE 110 BOMPOCAM AU3aiiHa HACTOSIIIETO UCCIEA0BaHMS;

M.B. Kporenkosa, H.A. CynoHnesa, [I.A. TpumuHa, C.H. Mopo3oBa: pyKoBOACTBO HayYHO-UCCIIEAOBATEIbCKOM pabOTOM, pelaKTUPOBaHKE TEKCTa
PYKOIIUCH.

Authors’ contributions

D.S. Tsaregorodtsev: development of research design, data curation, analysis of obtained data, research implementation, preparation of manuscript;
D.G. Yusupova: development of research design, organization and coordination of research, management of research work, editing of manuscript;
A.B. Zaytsev, A.A. Zimin, N.V. Polekhina: analysis of the obtained data, editing of the manuscript;

R. Stokley: conducting original research, consulting on the design of this study;

M.V. Krotenkova, N.A. Suponeva, D.A. Grishina, S.N. Morozova: supervision of research work, editing of manuscript.

ORCID aBtopos / ORCID of authors

J1.C. Haperoponues / D.S. Tsaregorodtsev: https://orcid.org/0009-0009-4851-9649
.. ¥Ocymosa / D.G. Yusupova: https://orcid.org/0000-0002-5826-9112

C.H. Mopo3soBa / S.N. Morozova: https://orcid.org/0000-0002-9093-344X

H.A. I'pumnHa / D.A. Grishina: https://orcid.org/0000-0002-7924-3405

A.B. 3aitues / A.B. Zaytsev: https://orcid.org/0000-0003-3774-3070

A.A. 3umuH / A.A. Zimin: https://orcid.org/0000-0002-9226-2870

H.B. INonexuna / N.V. Polekhina: https://orcid.org/0000-0002-4364-5947

P. Croknu / R. Stokley: https://orcid.org/0000-0003-4441-6860



HepBHo-Mblweykbie 6O JIE3HU
Opueunanvhsie uccaedosanus | Original reports

M.B. KpotenkoBa / M.V. Krotenkova: https://orcid.org/0000-0003-3820-4554
H.A. CynoneBa / N.A. Suponeva: https://orcid.org/0000-0003-3956-6362

KonhumkT unTEpecoB. ABTOPHI 3asIBJISIOT 00 OTCYTCTBUU KOH(IUKTA UHTEPECOB.
Conflict of interest. The authors declare no conflict of interest.

®unancupoBanue. VccnenoBaHue BHIIOTHEHO B paMKax rocynapctBeHHoro 3ananust ®TBHY «Poccuiickuii IeHTp HEBPOJOTHY U HEMPOHAYK».
Funding. The study was carried out in the framework of the state assignment of the Russian Center of Neurology and Neurosciences.

Co0JtioieH1e npas NannueHToB 1 NPaBuI 0M03THKHU. M ccrrenoBaHe ObLI0 0M0OPEHO JIOKATbHBIM 3THYecKUM KoMuTeToM @TBHY «Poccuiickuii ieHTp
HEBpOJIOTMHN U HelpoHayk» (rmpotokon Ne 10-8/23 ot 20.12.2023). Bce mamueHThl oanucain WHOOPMUPOBAHHOE COTJIacHe Ha ydacThe
B MCCJICTIOBAaHWH.

Compliance with patient rights and principles of bioethics. The study protocol was approved by the biomedical ethics committee of the Russian Center
of Neurology and Neurosciences (protocol No. 10-8/23 dated December 20, 2023). All patients signed written informed consent to participate
in the study.

Cratbs noctymuia: 22.06.2026. Ipunsara K myoamkamuu: 22.07.2026. OnyoankoBana onnaiin: 17.09.2026.
Article submitted: 22.06.2026. Accepted for publication: 22.07.2026. Published online: 17.09.2026.

TOM 16

31



TOM 16

32

HepBHo-mblweykbie OJIE3HH

Opueunanvhsie uccaedoeanus | Original reports

DOL: https://doi.org/10.17650/2222-8721-2026-16-2-32-48

KnuHUKo-reHeTMYeCKUEe U UHCTPYMEHTaJIbHbIE
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KoHTaKThI:

EBreHus AnekcaHnpgposHa MenbHuk evmel88@gmail.com

BBepeHue. BpoxpeHHblit MuacTeHuyeckuit cuugpom (BMC) 11-ro Tna, 06ycnoBneHHbIN NaToreHHbIMU GUanaenbHeIMU
BapuaHTamu B reHe RAPSN, agnsetca ofHOM M3 camblx YyacTbix hopm BMC y nauueHTOB €BpONENCKOro NPOMCXOXAEHUSA.
3abonesaHue OTIMYAETCSA 3HAUUTENBHON KTUHUYECKOI reTeporeHHOCTbIO, YTO B COYETaHUM C BapUabenbHOCTbIO 3NeKTpo-
(h1310N0rNyecknx NposBAEHNIA NPUBOAMUT K LUArHOCTUYECKUM TPYAHOCTAM. YCTaHOBNEHMe TOYHOTO AMarHo3a onpefens-
€T TaKTUKY BefleHMA naLMeHTa C BO3MOXKHOCTbIO CUMNTOMATUYECKOW Tepanuu 1 yayJlieHnem hyHKLMOHANbHbBIX BO3MOX-
HocTen.

Llenb uccnepoBaHma — Ha OCHOBaHUM KNUHUKO-UHCTPYMEHTaNbHOTO 06CNe0BaHUA KOTOPThI NALUEHTOB C GuannebHbl-
MU BapuaHTamu B reHe RAPSN oxapakTepu3oBatb GeHoTunuyeckmii cnektp BMC 11-ro Tuna u oueHuTh reHoTUn-teHoTu-
nuUyeckne 0CobeHHOCTH.

Martepuansl u meToabl. B nccnegosaHue BKIOYEHO 6 NALMEHTOB (M3 HUX 4 — XKEHCKOrO nona) u3 5 cemeii ¢ AUarHo3om
BMC 11-ro Tvna. Bcem naumeHTam NpoBOAMNOCE MONEKYNAPHO-TEHETUYECKOe UCCNeA0BaHKE: BO BCEX CyYasx — NONHOe
CeKBeHMpoBaHMe 3K30Ma, B 1 cnyyae noTpe6GOBanoch NpoBefeHUe NOJHOMO CEKBEHUPOBAHUSA reHOMa No TapreTHoi na-
HEeNW reHoB, OTBETCTBEHHbIX 33 Pa3BUTUE MMONATUI M MUACTEHWIA, C NOCNeayioLei BannaaLmeil BbiABNIEHHbIX BAPUAHTOB
MeTOZOM cekBeHupoBaHus no CaHrepy. MatoreHHOCTb BapMaHTOB OLiEHWBaNach B COOTBETCTBUM C KpuTepuamu ACMG/
AMP (2015). Bcem nauueHTam Gbinu NpoBefeHbl KNNHUKO-TEHeanoruyeckuin aHanus, nabopaTopHble UCCNefoBaHUs
(onpeneneHune ypoBHeit kpeaTuHOCHOKMHA3bI, anaHMHAMMHOTPaHCdhepassl, acnapTaTaMMHoTpaHchepasbl, NakTaTaeru-
AporeHassl, MUOTNO6KHA). INEKTPOAUArHOCTUYECKOE UCCNEeA0BaHME Y 5 NALWUEHTOB BK/KOYaNO0 TECTUPOBAHUE HEPBHO-
MbllIEYHOI nepefayn 3 iy ¥ UronbyaTyto 3NeKTPOMUOTPatUIo CKENETHBIX MbILWLL, B 2 CNy4asx NPOTOKON Obl paclimMpeH:
y OAHOrO nauueHTa npumeHsanacb ctumynaumua 10 I, y gpyroro — 50 lu. Tpem nauueHTam NnpoBefeHa MarHUTHO-Pe30HaHC-
Has Tomorpadma Mblw,.

Pesynbratbl. [0 pe3ynbratamM MONEKYNAPHO-TEHETUYECKUX UCCNEA0BAHUI Y BCEX MALWEHTOB BbIABNEH PEKYPPEHTHbIN
BapuaHT B reHe RAPSN (NM_005055.5) c.264C>A, p.(Asn88Llys): y 4 nauMeHTOB — B TOMO3UIOTHOM COCTOSHUM, Yy 2 —
B KOMMAyHA-reTepo3nMroTHOM COCTOSIHUW B coyeTaHuu ¢ BapuaHtamu c.61C>T, p.(Gln21Ter) u c.149_153delins24,
p.(Val50GlufrTer114). ¥ nauneHTOB € BapuaHTOM c.264C>A B rOMO3UrOTHOM COCTOAHUM 3a60NeBaHne MaHU(eCcTMpoBano
B AETCKOM WM NOAPOCTKOBOM BO3PAacTe U OTNNYANOCh OTHOCUTENbHO NIerkuM TedeHnem: 6aechaponTo3om, mMasonsura-
TeNbHbIMWU HApYLWEeHUAMMU, NPENMYLECTBEHHO NOACHO-KOHEYHOCTHBIM pacnpefefneHneM NaToNOrMYecKoi MbllieyHON
YTOMASEMOCTU W cNabocTu, Npu OTCYTCTBUM GYNbOAPHBIX U AbIXaTeNbHbIX HapylWeHWii. Y NaLMeHToB C BapuaHTaMu
B KOMNayHA-reTepo3uroTHOM COCTOSHUM 3aboneBaHue MaHMMECTUPOBaNOo B HEOHATaNbHOM NEpUOfe C Pa3BUTUA Abixa-
TeNbHOI HEeL0CTAaTOYHOCTH (KOTOpas NoTpe6OoBana UCKYCCTBEHHOM BEHTUAALMUM NIETKUX), AUdDY3HON MbIlWEYHOI TMNOTOo-
HUM W ByNbOApPHBIX HAPYLIEHNII, CONPOBOXAANOCH 3aLePXKKOI MOTOPHOTO Pa3BUTUS, NOBTOPHLIMU 3NU30aMK JbIXaTesNb-
HOW HeAOCTAaTOYHOCTU WU PaHHUM (DOPMUPOBAHNEM OpTONE[UYECKNX OCNOXHEeHUN. MTpy putmmuyeckoi ctumynsauum 3 Ty
BbIAB/IEH fleKpeMeHT amnauTyasl M-BonHbl >30 % y 1 M3 5 06CNef0BaHHbIX NALMEHTOB, NPUMEHEHWE NPEKOHAULMOHUPO-
BaHUsA (U3MYeCKO Harpy3Koil N03BONMIO0 BepUMMLMPOBATb fleKpeMeHT BennunHoi 10-16 % ewwe y 2 naymeHToB. Y Bcex
5 NauueHToB MpW Mroib4aToON NEKTPOMUOrpacuu BoifBEHA MEPBUYHO-MbILIEYHAA NepecTpoiika NOTEHLManoB ABura-
TeNbHbIX efUHNL. [0 AAHHBIM MarHUTHO-Pe30HaHCHON ToMOrpaduu MbllL B 3 cydYasx onpefensnach MUHUManbHas
XUPOBasA UHGUALTPALMA NPEUMYLLECTBEHHO 3aHWUX FPYNN MbiWL, 6efep v roneHei B coyeTaHun ¢ AnddyY3HbIMN OTEYHBbI-
MW U3MEHEHUAMU 3afHel rpynnbl MbllwL, roneHeid. Bce naumeHTbl ¢ peKyppeHTHbIM BapUAHTOM B FOMO3UTOTHOM COCTOSAHIUM
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“ 1 NayMeHT C BapMaHTaMu B KOMMAyH[-reTepPO3UrOTHOM COCTOSIHUM MONyYanu Tepanuio NUpUAOCTUrMUHA BpOMUAOM
C NONOXUTENBHBIM KINHUYECKUM I PeKTOM.

BbiBoabl. BMC 11-ro Tvna xapakTepu3yeTcs WUPOKUM eHOTUNUYECKUM CMEKTPOM: OT MATKOTO NOAACHO-KOHEYHOCTHOTO
theHOTMNA C IKCTPAOKYNAPHBIMU NPOABNEHUAMU U AeOIOTOM B [JETCKOM BO3pacTe [0 TAXENbIX POPM C HEOHATaNbHOM
MaHuecTaumei n AbiIXaTeNbHbIMU HapyLWeHUAMU. TaxecTb 6ONe3HN ONpefenseTcs 3UroTHOCTbIO BapuaHTa C.264C>A:
B TOMO3MIOTHOM COCTOAHUM OH aCCOLMMPOBAH C MATKUM NO3AHUM (DEHOTUMOM, TOTAA KaK B KOMNayHA-reTepo3nroTHoOM
C APYrMM NaTOreHHbIM anfenemM — C HeoHaTaNbHON MaHudecTaumnei u TAKenbiM TedeHneM. NepBUYHO-MbIWEYHAs nepe-
CTPOiiKa NOTEHLMAN0B ABUTaTeNbHbIX €AUHUL, MPU UTONbYATO INEKTPOMUOrpadum B COYETaHUM C OTCYTCTBUEM fieKpe-
MEeHTa Npu pUTMUYECKON cTUMynauMn 3 T U MUHUMANbHLIMU U3MEHEHUAMU NO pe3yibTaTaM MarHUTHO-Pe30HaHCHO
TOMOrpacum MbiwwL, He AomKHa ucknoyate BMC u3 kpyra auddepeHumanbHoii AMarHOCTUKM C BPOXKAEHHBIMY MUONATUSA-
mu. CBoeBpemMeHHasn MoneKkynapHo-renetTnyeckas sepudurauma BMC onpegenser BO3MOXHOCTb Ha3HAY€HMA CUMNTOMA-
TUYECKON Tepanuu 1 UMeeT NPUHLMNNANLHOE 3HaYeHne AaA NPOrHo3a U TaKTUKKU BefeHUs NaLUeHToB.

KnioueBble cnoBa: BpPOXAEHHbI MMACTEHUYECKNI CUHAPOM, BPOXAEHHBI MMACTeHUYeCKUit cuHApoM 11-ro Tuna, reH RAPSN,
pancuH, HepBHO-MbllWEYHas nepefaya, NMpULOCTUTMUH

Ana untupoBanua: MenvHuk E.A., bappakos C.H., Hukutud C.C. v ap. KnnHUKO-reHeTMYeCKNE N MHCTPYMEHTaNbHbIE
0COBEHHOCTU BPOXAEHHOTO MUACTEHNYECKOro cuHApoMa 11-ro Tuna. HepBHo-MbiweyHble 6one3Hn 2026;16(2):32-48.
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Background. Congenital myasthenic syndrome (CMS) type 11, caused by pathogenic biallelic variants in the RAPSN
gene, is one of the most common forms of CMS in patients of European origin. The disease is characterized by significant
clinical heterogeneity, which, combined with the variability of electrophysiological findings, leads to diagnostic
challenges. Accurate diagnosis determines the management strategy, enabling symptomatic treatment and improvement
of functional outcomes.

Aim. To characterize the phenotypic spectrum of CMS type 11 and evaluate genotype—phenotype features based on clinical
and instrumental examination of a cohort of patients with biallelic variants in the RAPSN gene.

Materials and methods. The study included 6 patients (4 female) from 5 families with a verified diagnosis of CMS type 11.
All patients underwent molecular genetic testing: whole exome sequencing in all cases; in one case, whole genome
sequencing using a targeted gene panel for myopathies and myasthenic syndromes was additionally performed, followed
by Sanger sequencing validation of identified variants. Variant pathogenicity was assessed according to ACMG/APM
(2015) criteria. All patients underwent clinical and genealogical analysis and laboratory testing (creatine phosphokinase,
alanine aminotransferase, aspartate aminotransferase, lactate dehydrogenase, myoglobin). Electrodiagnostic evaluation
in 5 patients included neuromuscular transmission testing at 3 Hz repetitive nerve stimulation and needle
electromyography of skeletal muscles; in two cases the protocol was extended — one patient underwent stimulation
at 10 Hz and another at 50 Hz. Muscle magnetic resonance imaging was performed in 3 patients.

Results. Molecular genetic analysis identified the recurrent variant in RAPSN (NM_005055.5): c.264C>A, p.(Asn88Lys)
in all patients: in homozygous state in 4 patients, and in compound heterozygous state in 2 patients — in combination
with c.61C>T, p.(Gln21Ter) and c.149_153delins24, p.(Val50GlufrTer114). In patients with the homozygous c.264C>A
variant, the disease manifested in childhood or adolescence and followed a relatively mild course, presenting
with blepharoptosis, oculomotor disturbances, and predominantly limb-girdle distribution of pathological muscle
fatigability and weakness, without bulbar or respiratory involvement. In patients with compound heterozygous variants,
the disease manifested in the neonatal period with respiratory failure requiring mechanical ventilation, diffuse muscular
hypotonia, and bulbar dysfunction, and was accompanied by delayed motor development, recurrent episodes
of respiratory failure, and early orthopedic complications. Repetitive nerve stimulation at 3 Hz revealed a decremental
response exceeding 30 % in 1 of 5 examined patients; preconditioning with physical exercise allowed verification
of a decrement of 10-16 % in 2 additional patients. Needle electromyography in all 5 patients demonstrated a myopathic
pattern of motor unit potential remodeling. Muscle magnetic resonance imaging in 3 patients revealed minimal fatty
infiltration predominantly in the posterior muscle groups of the thighs and legs, combined with diffuse edematous
changes in the posterior leg muscles. All patients with the homozygous recurrent variant and one patient with compound
heterozygous variants received pyridostigmine bromide therapy with a positive clinical response.
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Conclusion. CMS type 11 is characterized by a wide phenotypic spectrum - from a mild limb-girdle phenotype
with extraocular involvement and childhood onset to severe forms with neonatal manifestation and respiratory failure.
Disease severity is determined by the zygosity of the c.264C>A variant: in homozygous state it is associated
with a mild late-onset phenotype, whereas in compound heterozygous combination with another pathogenic allele
it is associated with neonatal manifestation and severe course. A myopathic pattern of motor unit potential remodeling
on needle electromyography, combined with absent decrement on 3 Hz repetitive stimulation and minimal muscle
magnetic resonance imaging changes, should not exclude CMS from the differential diagnosis with congenital
myopathies. Timely molecular genetic verification of CMS determines the feasibility of symptomatic treatment
and is of critical importance for prognosis and patient management.

Keywords: congenital myasthenic syndrome, congenital myasthenic syndrome type 11, RAPSN gene, rapsyn,
neuromuscular transmission, pyridostigmine
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BBepeHue

BpoxneHnHble MuacteHudeckue cuHapombsl (BMC)
MPEICTaBISIOT COOOM TPYINY PEAKUX HACAEICTBEHHBIX
TeHETUYECKU reTepOreHHbIX 3a00IeBaHUIA, 00YCTOBICHHBIX
HapyllleHeM HEpBHO-MbIILIEYHO repenaun. K HacTosiie-
My BpeMeHU UIeHTUOULIMPOBaHO >4(0 reHOB, aCCOLIMMPOBAH-
HbIX ¢ pazButeM BMC. B 3aBUCMMOCTHY OT JIOKaIM3allun
0EJIKOBBIX ITPOAYKTOB B CTPYKTYPE HEPBHO-MBIIIIEYHOTO CU-
Harca BBIACISIOT MpPecUHANTUYEeCKUe, CUHANTUYECKUe
U noctcuHanTudeckre BapuanTel BMC. PacnipocTpaHeH-
Hoctb BMC coctabmsier 1,8—3,1 ciyyast Ha 1 MJTH HacesleHusl,
OITHAKO MCTUHHAS YacToTa 3a00JIeBaHus, 110 BCe BUIUMO-
CTH, HEIOOIICHEHA BC/ICACTBYE 3HAUUTEIbHOTO (DEHOTUITH -
YeCKOro pa3HooOpa3us U JMarHOCTUYECKUX TPYAHOCTEH,
XapaKTePHBIX ISl 00MbIIMHCTBA opM [1—6].

B eBponeiickux Momyasiuusx yaiie BCTpeyaroTcs oCT-
cuHanTuyeckre BapuaHtsl BMC, cBg3aHHbIE ¢ feheKToM
CyOBENVMHMIL M HApYIIEHUEM KMHETUKU KaHaJIO0B alleTHII-
XOJIMHOBBIX perienTopoB (AXP), a Takke paricuHa — 6eJi-
Ka, obecrevynBalollero KjiacTepusaluuio U 3aKperieHre
AXP Ha nocTcMHanTUYeCKOoii MeMOpaHe MBIILIEYHOTO BO-
JiokHa [4—7]. Paricun — nponykrt reHa RAPSN — Bkiioya-
eT 412 aMUHOKHUCJIOTHBIX OCTaTKOB, OPraHU30BaHHBIX
B HECKOJIbKO (DYHKIIMOHAJbHO 3HAYMMBIX JTOMEHOB.
N-KOHIIEBOI y4acToK OejiKa 00ecreyrBaeT ero B3auMoei-
CTBUE C MOCTCMHANTUYECKOM MeMOpaHoit. CeMb TeTpaTpu-
konenTuaHbIX MoBTopoB (TTIT) onocpenyroT camoaccolm-
alMio parcyuHa U ero B3aUMOIENCTBHE C MBILICUYHOMN
MPOTEMHKUHA30M, YTO HEOOXOAUMO IIJIsI KacTepu3alluu
AXP. CrimpaibHbiii CC-10MeH HEMOCPeICTBEHHO YJacTBY-
eT B arperauuu AXP, Torma xak C-KOHIIEBO TOMEH
RING-H2 cBs3bIBaeT MOCTCUHAINTUYECKYI0 MeMOpaHy
C IIMTOIUIa3MaTUYECKUMM OeJIKaMU MBIIIIEYHOTO BOJIOKHA
[8, 9]. ITaToreHHbIe BapuaHThl B reHe RAPSN ciyxat npu-
YUHOI ayTocoMHoO-peneccuBHoro BMC 11-ro Tuma
(OMIM: 616326), Bnepsbic onucanHoro B 2002 1. [10].
K nacrosiiemy Bpemenu B reHe RAPSN uneHtTudumpona-
HO >65 IaTOreHHBIX BAPMAHTOB, OKOJIO TTOJIOBUHBI M3 KO-
TophixX Jokanu3oBaHbl B TTTI-goMeHax. ¥ GonbIIMHCTBA
TMALIMEHTOB BBISIBIIIETCS PEKYPPEHTHBIN BapraHT ¢.264C>A,

p.(Asn88Lys) B roMO3UTOTHOM WM KOMIIAyHI-T€TePO3U-
TOTHOM COCTOSIHMM. BbIcoKasi yacToTra 3TOro BapuaHTa
B €BPONENCKUX TMOIMYJISIUIX, IO MHEHUIO psila aBTOPOB,
o0ycoBiieHa 3((eKTOM OCHOBaTeJ sl — OOILLIEro MpeaKa u3
JIpeBHEl MHIoeBpoIieiickoit momyasiuuu [11—13].

BpoxkaeHHbII MUacTeHUYeCKUii CMHAPOM 11-ro Tuma
OTJIMYAETCS BhIPAKEHHOM KIIMHUYECKOU IreTepOreHHOCTHIO,
BKJTIOYAlOIIEH IUPOKUIA I1Mana30oH Bo3pacTa MaHuUpecTa-
1IMY, pa3HYIO CTeNIeHb BBIPAXKEHHOCTU U pacIpeneeHUs
MaTOJOTMYECKON MBIIIEYHON YTOMJISIEMOCTHU 1 CIabOCTH.
OnucaHbl 2 OCHOBHBIX (peHOTHMNA: 1) paHHMIT, MaHUbE-
CTUPYIOIIWIA TTPU POXACHUY WIKA B MJIaIEHUECKOM BO3pac-
Te, XapakTepuayloluiics nudhy3Hoi MBILLIEUHOH c1a00-
CTblO, TUIIOTOHMEN, NBIXaTEAbHBIMU U OYJIbOapHBIMU
HapylIeHUSIMU, YaCTO B COYETAHUM C apTPOrpPUIIO30M;
2) TO3IHUI, KOTOPBIN pa3BUBAETCS B IETCKOM WU OoJjiee
cTapleM Bo3pacTe U MPOSIBIISIETCS CJIa0OCThIO U MATOJIO0-
TUYECKOM YTOMIISIEMOCTBIO ITPEMMYIIIECTBEHHO B IIPOKCH-
MaJIbHBIX MBIIIIIIAX, & TAKXKE 3KCTPAOKYISIPHBIMU Hapyllle-
HusiMH [ 14—16]. BapnaGeTbHOCTD KITMHUYECKOM KapTHHBI
CYIIIECTBEHHO 3aTPYIHSIET CBOEBPEMEHHYIO TMarHOCTUKY,
YTO MMEET MPUHIUIUATBHOE 3HAaYeHHUE C YYETOM HaTMIus
3¢ GbeKTUBHON CUMITOMATUYECKOM Tepanuu: pyu 000uX
deHoTHNAX, KaK MTPaBUIO, OTMEYAeTCs MOJOKUTEIbHbBIN
OTBET Ha UHTMOUTOPHI aleTwixoauHacrepasbl (MAXD)
[14—18].

Hecmotpst Ha uMeronecs NpeacTaBaeHUs O KIMHUKO-
aieKTpodr3noaorndyeckux ocooeHHoctssx BMC 11-ro tuna,
B JIMTEpAType BCTPEYalOTCsl eMMHUYHbIC OIMCAaHUsT KOTOPT
MaIMEHTOB C AeTaIbHBIM aHATU30M (DEHOTUITNYECKUX Pa3-
JIMYUI B 3aBUCUMOCTH OT T€HOTMIIA, B MIEPBYIO OUYepelb
MEXTY TOMO3UTOTHBIM U KOMIIayHI-T€TePO3UTOTHBIM CO-
CTOSHVEM PEeKyppEeHTHOro BapuaHTa ¢.264C>A B reHe
RAPSN. Ocoby1o CIOXXHOCTD MpeacTaBIseT MHTepIIpeTa-
LM PE3YJIbTaTOB JIEKTPOGMU3NOIOTUUECKOT0 CCIea0Ba-
HUSs1, BapruadeIbHOCTh KOTOPBIX ITPY JaHHOM 3a00JIeBaHU U
YacTO CTAHOBUTCS UICTOYHMKOM AUATHOCTUYECKUX OIIMOOK
[14—16].

Iens uccaenoBannss — MpencTaBUTh HEHOTUTTAYESCKUA
CIIEKTP U TeHOTUI-(PEHOTUINYECKIE OCOOEHHOCTH Y Tallu-
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eHtoB ¢ BMC 11-ro TvIa Ha OCHOBaHUU Pe3yJILTaTOB KOMIT-
JIEKCHOTO KJIMHUKO-UHCTPYMEHTAIILHOI'O 00C/ICIOBAHUSI.

Marepuanbl u metopbl

B uccnenoBanue BkiIoueHO 6 manueHToB ¢ BMC
11-ro Tuna, 00yCIOBIEHHBIM OMaIEIbHBIMU BapraHTaMU
B reHe RAPSN. BceM nanveHTaM NnpoBeJeH KIMHUKO-Te-
HeaJIOrM4YeCKuii aHalIu3, JIabopaTOpHbIE UCCIIETOBAHUS
(ompeneneHue ypoBHeil KpeatnHochoknHassl (KDPK),
aJJaHMHaMUHOTpaHcdepas3bl, acliapraTaMUHOTpaHcdepa-
3bl, JJAKTATACTUAPOreHa3bl, MUOIJIO0MHA). DJIEKTpOoara-
THOCTMYECKOE MCCIeI0BAaHUE HEPBHO-MBIILICYHON Tepe-
Jayy TP pPUTMUYECKOM cTuMy/siiuu 3 i1, urospyaTast
sniekTpoMuorpacust (OMI) ckeaeTHBIX MBI TPOBEASHbI
5 manuyeHTaM, B OTICIBHBIX CIy4YasX MPOTOKOJ BKIIIOYAI
putMuyeckyto ctumyasauuo 10 Iix (1 manuent) u 50 Iig
(1 mauueHT). TpeM malyeHTaM BBINTOJHEHA MAarHUTHO-
pe3oHaHcHas Tomorpadust (MPT) Mblin. Becem yyacTHU-
KaM MPOBOAMJIOCH MOJHOE CEKBEHUMpPOBaHME 3K30Ma
B pedepeHCHBbIX JabopaTopusix (MeaukKo-reHeTu4ecKuit
HayuHblii neHTp uM. akan. H.I1. boukoBa, Genetico
1 000 «IeHoMmeny); | malMeHTy ¢ LieIbo UASHTUDUKAITUT
BTOporo BapuaHTa B reHe RAPSN HONOJHUTENBHO TPO-
BEJCHO TIOJIHOE CEKBEHMPOBaHME TeHOMa I10 TapreTHOM
MaHeJIM TeHOB, OTBETCTBEHHBIX 32 pPa3BUTHE MHUOIATHIA
1 MuacTeHuil (MennKo-TeHeTMYeCKUi HaydHbI LIEHTP
uM. akan. H.IT. boukoBa, OO0 «buotek kamityc»). Banu-
JallKsl BBISIBJICHHBIX BADUAHTOB HYKJICOTUIHOM ITOCIen0-
BaTeJIbHOCTH Y ITPOOAHIOB M TEHOTUITMPOBAHUE POIUTENICH
MIPOBOIWIMCH METOIOM IIPSIMOTO aBTOMAaTHUYECKOTO CEKBE-
HMpOBaHU 110 CIHTEPY COITIACHO MPOTOKOJTY ITPOM3BOIY-
tens Ha npudope ABI3130 Genetic Analyser. [TocienoBa-
TEJILHOCTH TIpaiiMepOB MOI00PaHbI COIIACHO pedhepeHCHOI
MOCJIeA0BAaTEJIbHOCTHY 1I€JIEBBIX y4acTKOB reHa RAPSN
(NM_005055.5). Bo Bcex cayyasix TOATBEPKIAESHO TpaHC-
MOJIOKEHUE BBISIBJIEHHBIX BapUaHTOB HYKJICOTHIHOMN
MocIe10BaTeIbHOCTH. J1JIsl KOMIUIEKCHOM OILIEHKHU TaTo-
TeHHOCTH BapUaHTOB UCITOJIb30BAJIMCH KPUTEPUU AMEpU -
KaHCKOT0 KoJileka MeAUIIMHCKONM TeHeTUKN U TeHOMUKU
(ACMG/AMP, 2015) [19].

Y poauTtesneii TpoGaHAOB ITOJIyYeHO MUCbMEHHOE MH-
(opMmupoBaHHOE coriacue Ha MOJICKYJISIPHO-TEHETUIECKOE
TECTUPOBaHUE 00pa3lOB KPOBU M aHOHUMHYIO ITy0IMKa-
LIMIO PE3yJIBTaTOB UCCIIEIOBAHMSI.

Pe3synbTarthbl

Bri6opka BKTI04aa 6 manveHToB (M3 HUX 4 — XeH-
cKoro mnosna) u3 5 cemeit, B 1 cimydyae ceMbs ObL1a MHOpeI-
Hasl, B OCTaJIbHBIX CJTy4asiX MalMeHTHI SIBJISIICH €IMHCTBEH-
HBIMU 3a00JIEBITMMU B TIPEATIOIOXUTETPHO HEMHOPETHBIX
cembsix. [1aleHThI MpUHAIIEKaIN K pa3HBIM 3THUYECKUM
rpymmnam (pyccKue, 4YedeHIIbl, aBapiibl). Bo3pacT Ha MOMEHT
¢uHabHOTO 00CIea0BaHMS BapbUupoBai oT 9 no 41 rona.
KimHudeckue XapakTepuCTUKKM BCEX MALIMEHTOB IIPEI-
cTaBJIeHBI B Ta0. 1.

ITo pe3yabraTaM MOJIEKYJISIPHO-TEHETUYECKOTO MC-
CJIeOBaHMs Y MAllMEHTOB BCei BHIOOPKM BHISIBJICHBI 3 Ba-
pUaHTa HyKJIEOTUIHOM MOCIeI0BaTeIbHOCTH (J1ajiee — Ba-
puaHT) B reHe RAPSN, paHee KiaccuuLIMpoBaHHbBIE KaK
MaToreHHbIe B COOTBETCTBMM ¢ Kputepusimu ACMG/AMP
(2015) [10—16, 19]. MonekynspHble TaHHBIC MALIMEHTOB
TpeJCTaBICHBI B Ta0M. 2. Y 4 marmeHToB BapuaHT ¢.264C>A,
p-(Asn88Lys) BbISIBJIEH B TOMO3UTOTHOM COCTOSTHUU (TIaLIU-
eHtel P1.1, P1.2, P2 u P3), y 2 (nmauuentsl P4 u P5) —
B KOMITayHI-T€TEPO3UTOTHOM: B OJHOM CJIy4ac B cOUYeTa-
HuM ¢ BapuaHToM c.61C>T, p.(GIn21Ter), B npyrom —
c.149 _153delins24, p.(Val50GlufsTer114).

KinHuyeckast XapaKTepuCTHKA NAIUEHTOB C BADHAHTOM
¢.264C>A B rene RAPSN B roMO3UrOTHOM COCTOSIHHH.
Bo Bcex 4 cnyvasax (mamuents! P1.1, P1.2, P2 u P3) 3a60-
JIeBaHWe MaHU(bECTHPOBAIO B Bo3pacTe ¢ 6 10 18 et ¢ Oiie-
(bapornToza, aTOIOrMYECKON MBIIIEYHOM YTOMIISIEMOCTH.
V¥ cubcoB (P1.1 1 P1.2), poxkIeHHBIX OT OJIM3KOPOACTBEHHO-
ro Opaka, 1eOI0T IPHUIIESICS Ha BO3pacT 6 U 7 JIeT COOTBET-
CTBEHHO: IEPBBIMU TPOSIBJICHUSIMU CTAJI CUMMETPUYHBII
6necdaponTo3 1 nape3 KOHBEPIeHIIMH, ¢ IPUCOSTUHEHUEM
B ITOCJICIYIOIIEM ITPOTrPECCUPYIOIIEH ITAaTOJIOrMUECKOI YTOM-
JIIEMOCTb B MBIIIIIAX Oeapa, pa3rudaTesisiX CTOM W MbIIIIAX
ie4eBoro nosica. [larojornyeckast yroMasieMOCTb JIJIUTE b~
HOE BpeMsl paclieHMBaJIach KaK MbIIIeYHas ¢J1aboCThb, YTO
TIOCITY>KIUJI0 OCHOBaHWEM TSI IPpoBeAeHMS TrdbepeHIab-
HOI IMarHOCTUKM C BPOXKICHHBIMA MUOTIATUSIMU. Y TIallieH-
Ta P2 maroiorndyeckast MbIIIEYHAsT yTOMISIEMOCTb JUTUTEIBHO
MHTEPIPEeTUPOBaIaCh KaK ITOCIEACTBUE IIEPUHATAILHOTO IT0-
pakeHUsI LIEHTPaTbHON HEPBHOM CUCTEMBI.

K MoMeHTy rocieHero oocyieioBaHus y 3 MaleHTOB
(P1.1, P1.2, P3) BhIsIBIEH NTOCTOSIHHBIH OJ1epaponTos jier-
KOI WJIM CpeHEeN CTeNeHU TSKECTU, a TakKe Mape3 KOH-
BEPIreHIIMHU C TPEeUMYIIECTBEHHbBIM IMOPaXKEHUEM MeIUaTb-
HBIX TIPSIMBIX MBILILI IV1a3 (puc. 1).

Y Bcex malMeHTOB OTMEUYeHa c1aboCTh MUMUYECKOM
MYCKYJIaTypbl ¥ MBIIIIII I1IEU OT JIETKOI 10 YMEPEHHOM cTe-
MEeHU, TIPY OTCYTCTBUU OYIbOAPHBIX U IbIXaTeIbHBIX Ha-
pyliieHuii. Bee mareHThl CoXpaHsIi CIOCOOHOCTD K CaMO-
CTOSTEJIbHOMY IIepeABUXEHUIO. Y BCeX IallMEHTOB
COXpaHsUIaCh IMaTOJIOTUYECKasT MbIIIIEYHAs] yTOMJISIEMOCTb,
TaKKe BBISBIISLIACH CTA00CTh CKEIETHBIX MBIIIILL C pacipe-
JeJICHUEM MPEUMYIIIECTBEHHO I10 MOSICHO-KOHEYHOCTHO-
My TUITY, TpUYeM 3 TaleHTa IeMOHCTPUPOBAIM ITPUEMBbI
ToBepca mpu BCTaBaHWU ¢ KOPTOYEK, TPYIHOCTH HPU IMTOIb-
eMe 10 JIECTHMIIE U ToXoaKy TpeHTeneHOypra; y 2 cuocoB
(P1.1 u P1.2) nomojJHUTENIbHO OTMEYEHO BOBJIEUCHNE
nepeaHeil TpyImnbl ML rojeHeld. Hu B omHOM ciiydae
He OBUTIO KOHTPaKTyp U AedopMaliuii mo3BoHouHuKa. De-
HOTHUMN nalueHTKu P1.2 npeacraBieH Ha puc. 2.

VYposenr KDOK y Bcex manmeHTOB HaXOMUJICS B TIpeiesiax
pedepeHcHbIx 3HadyeHuit (30—195 En/n), y manwentoB P1.2
u P2 oTMedeHO 3MU301MYEeCKOe TOBBIIICHUE YPOBHS
K®K oTHOCUTEIBLHO pedepeHCcHOro auana3oHa — 199—
208 En/n.
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Taoauna 2. Mosekyasphbie dantbie NAYUEHMOE C 8POHCOCHHBIM MUACIEHUMeCKUM cuHopomom 11-e0 muna, 06yci061eHHbIM OUANACALHIMU 8APUAHMAMU
6 eere RAPSN (NM_005055.5)

Table 2. Molecular data of patients with congenital myasthenic syndrome type 11 caused by biallelic variants in the RAPSN gene (NM_005055.5)

Patient cDNA Protein Genotype Criteria Assessment
of pathogenicit
P1.1
P1.2 0
MYCaH KaK MMaToreH-
Tomo3urora Hbrit [10, 11] TTaToreHHbII
P2 ¢.264C>T P-(Asn88Lys) Homozygous Described as pathogenic Pathogenic
[10, 11]
P3
OmnucaH Kak MaToreH-
Hoi [17, 20] [MaroreHHbIN
c.61C>T p-(GIn21Ter) Described as pathogenic Pathogenic
KommnayHn-rerepo- [17, 20]
P4 3MroTa .
Compound heterozygous OHHC&H‘,K?E)HT’{(])FCH' MHatore .
Hbi [10, TOTEHHBIA
c.264C>T P-(Asn88Lys) Described as pathogenic Pathogenic
[10, 11]
c.149 153delins24  p.(Val50GlufsTer114) PM2, PVS1, PM3 Hg;&f;ﬁg“
Komnaynn-
P5 reTepo3UroTa OHHC&HUK[E‘{(OH?{?RH' o .
Compound heterozygous LR > AT
c.264C>T P.(Asn88Lys) pou aeon Described as pathogenic Pathogenic

[10, 11]

Puc. 1. Dxcmpaokynsaphvie nposeserus 6poxcoerH020 muacmernuuecko2o cunopoma I11-20 muna: P1.2 (a—k) — pacxoodsueecs napasumuveckoe Kocoeaasue,
cunopom V, napes koneepeenyuu, onepaponmos neekoil cmenenu maxcecmu (a — 832150 86epx — enpaeso; 6 — 632450 68epx; 6 — 632150 66epX — 61e60;
2 — 832140 6npaeo; 0 — 832450 enepeod; e — 632150 61€60; e — 832150 GHU3 — 6NPABO; 3 — 832150 BHU3; U — 632450 GHU3 — 81€60,; K — CUMNMOM <PECHUL

npu cmuikanuu gex ¢ ycuauem); P3 (1) — 63ensno eneped, napes kongeepeenyuu; P1.1(m, n) — 6aegpaponmos (m — 6aeghaponmo3s cpedueii cmenenu msxjcecmu;
H — CUMNMOM <PeCHUU> NPU MAKCUMANLHOM 3ANCMYPUBAHUU)

Fig. 1. Extraocular manifestations of congenital myasthenic syndrome type 11: P1.2 (a—k) — divergent paralytic strabismus, V-pattern, convergence palsy,
mild blepharoptosis (a — upgaze right; 6 — upgaze; 6 — upgaze left; e — right gaze; 0 — primary position; e — left gaze; sc — downgaze right; 3 — downgaze;
u — downgaze left; k — “eyelash sign” on forced eyelid closure); P3 (1) — primary position, convergence palsy, P1.1 (m, n) — blepharoptosis (m — moderate
blepharoptosis; n — “eyelash sign” when squeezing the eyes shut)
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Puc. 2. @enomun nayuenmxu P1.2, 24 rem. Tunompogus nepuckanyasp-
HbIX MbLULY, U MEOUANbHBIX 201080K UKPOHONCHBIX Mbliuy. Baaveycnas degop-
Mayusi KOAEHHbIX CYCMagos, NA0CK0-8aaveycHas degoopmayus cmon. Om-
cymemeue KOHmMpakmyp

Fig. 2. Phenotype of patient P1.2, age 24 years. Hypotrophy of the periscapular
muscles and medial heads of the gastrocnemius muscles. Valgus deformity
of the knee joints, flatfoot with valgus deformity. Absence of contractures

m. tibialis anterior

CrangaptHas DMI nepudeprnyecknux HepBOB HE Bbl-
sIBUJIa OTKJIOHEHU OT HOPMBI CKOPOCTH IPOBEICHUS
M aMIUIMTYIbI BbI3BaHHBIX M-BoJIH. [1py putmMudeckoii
crumynsuuu 3 [11 y Bcex maleHToB B m. orbicularis oculi
u m. nasalis, m. digastricus v. anterior He BbISIBJICHO IeKpe-
MEHTa aMIUIUTYIbl M-BoJHBL. Y nanueHTa P3 nekpemeHT
M-BoOJHBI perucTpupoBajcd B m. deltoideus no 32 %,
y matieHToB P1.1 v P1.2 — B m. tibialis anterior mo 16 m 11 %
TOJIBKO TOCJIE TOTTOJTHUTETLHOM (hM3NUECKOIT HArpy3KU (IBY-
KpaTHBIN oabeM T1o jecTHule) (puc. 3). Y nauueHta P2
JIIEKPEMEHT He BBISBJICH HU B MBILILIAX JIULIA U m. deltoideus
npu ctumysiunu 3 i, Hu B m. tibialis anterior Ipu CTUMY-
Jsimu 10 I,

BricokouacToTHas putMuueckas ctumysiaus 50 Tix
m. abductor digiti minimi NpoIEMOHCTPYPOBAJIa YBEIMUEHUE
JIeKkpeMeHTa 10 52 % y naneHTa P3 ripu MCXOMHOM BeM-
yuHe AekpeMeHTa 7 % Ha ctumyasiuuio 3 [ir.

Hab6mogaemble TeKpeMeHTHbIC KPUBBIC IIPU PUTMU-
yeckoit ctumynsiuuu 3 I B cepusix u3 5 u 10 cTumysoB
COOTBETCTBOBAJIM ITOCTCUHANITHYECKOMY PErPeCCUBHOMY
TUMY (COOTHOIIIEHUE MO3AHero aekpemeHTa (1—9) K paH-
Hemy (1—4) coctaBmiio 69—87 %).

Hccnenoanue Mmetrogom DMI Urojgb4aThiM 3J1€KTPO-
nom y nauueHtoB P1.1, P1.2, P2, P3 B m. deltoideus,

m. trapezius

6
130 130 130
< 120 = 120 = 120
= 10 =110 = 1M0-
S 0%y S 100 S 10 S N
g 7 g g 70
e gg ¥ Amnn. / Amp < [now. / Area = gg w Amnn./Amp - Mnow,. / Area = gg w Amnn./Amp - Tnow. / Area
Homep ctumyna / Stimulus number Homep ctumyna / Stimulus number Homep cumyna / Stimulus number
A-3,4mB/mV A-3,4mB/mV A-7,6mB/mV
DA)-16% DMA)-15% DA)-1%
D(5)-22% D(S)-8%
l + + + + + + + + + + + +* + + + +* + + 0
+ + + + + + + + + + + + + + + + + + + +* +* + - + + +

MU

"‘)‘;qﬁ»

+ + +

Puc. 3. Pummuueckas cmumyasyus 3 Iy 6 cepusix uz 10 (a, 2) u 5 (6, 6, ) cmumynoé c m. tibialis anterior (a, 6, 2) u m. trapezius (8, 0) y nayuenmru P1.2.
Jexpemenm amnaumyoot M-eoanst npu uacmome cmumynsuuu 3 Iy é m. tibialis anterior cocmagun 15— 16 % 6 cepusix nocae pusuueckoii naepysku. Puzuo-

A02u4ecKuil yposers Oekpemenma, Hadniodaemyiii 8 m. trapezius

Fig. 3. Repetitive nerve stimulation at 3 Hz in trains of 10 (a, 2) and 5 (6, 8, 0) stimuli from m. tibialis anterior (a, 6, 2) and m. trapezius (8, d) in patient P1.2.
A 15— 16 % decrement of the M-wave amplitude at 3 Hz stimulation in m. tibialis anterior was recorded in post-exercise trains. Physiological level of decrement

observed in m. trapezius

41
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m. vastus lateralis, m. tibialis anterior BbISIBUIO YMEHBIIEHUE
CpeIqHEN IINTETbHOCTH MTOTEHIIUAIOB ABUTATEbHBIX €TV -
nun (ITE) Ha 13—32 % (Hopma 10 12 %) u CHU>KEHHOM
aMrummTynbl Ha 30—42 % npu OTCYTCTBUM CIIOHTaHHOM
AKTMBHOCTHU MBIIIEYHBIX BOJIOKOH Y YBEJIMUCHMS YK CIa TI0-
JasHbIX oTeHIMaI0B. C ydeToM HaIm4Msl [IEPBUMHO-MBI-
mevyHoi nepectpoiik [1/1E 1 meproanyeckoro NoBbIICHMs
ypoBHs1 KDK B pamkax nuddepeHIManbHON IMarHOCTUKI
C BPOXIEHHBIMU MUonatusiMu nauueHtam P1.1, P1.2, P3
obu1a nposeneHa MPT wmbiiii Beero Tesia. OOHapykeHa M-
HUMaJIbHAas! XXUpoBasi THPWIBTPALMS B 3aIHEH 1 MEIUATbHOI
rpynmax Mo 6eaep I crenenu (o E. Mercuri), a Takke
B MBIIIIIIAX 3aHEI TPYIIITHI TOJICHU, TIPY 5TOM MMHUMAaJIbHbBIE
nuddy3HbIe OTeYHbIe U3MEHEHUSI OTMEUCHBI B 3aTHUX
IPYITIIaX MBIIIII TOJIEHE Ha BCEM ITPOTSDKEHUHM Y TTAlIueH -
toB P1.1, P1.2, P2, c acuMMeTpu4YHBIM BOBJICUEHUEM TI€-
peIHe rpymIibl MBI ToJIeHU y TTaiiueHTa P1.2 (puc. 4).
B ocTanbHBIX MBIIIIAX TeJIa OTCUHBIX U TPODUISCKUX U3-
MEHEHUIA HE BbISIBJICHO.

Y Bcex malMeHTOB OTMEUEH ITOJIOKUTEIbHBINM OTBET Ha
Tepanuio MAXD (mupunocturmuna opomu ao 300 mr/cyr),
OITHAKO KOPPEKIIMS MapeTUYeCKOro KOCoIas3 s y MalleHTOB
P1.1, P1.2 u P3 B mo1HOM 00beEME HE JOCTUTHYTA.

Takum 06pa3oM, I TIPeACTaBICHHOI KOTOPTHI Mally-
€HTOB ¢ MaHUbecTalKeil 00Je3HU B JIETCKOM U ITOAPOCT-
KOBOM BO3pacTe XapaKTepHO couyeTaHue Oyiepaporrosa,
IJIa30[IBUTATE/IbHBIX HApYIIEHUI ¢ IPEUMYIIIECTBEHHO I10-

T1-B3BeLweHHble u306paxeHna / T1-weighted sequences

SICHO-KOHEYHOCTHBIM pacrpeieICcHNEeM MbILIEYHOI YTOM-
JISEMOCTU M CJIaGOCTU, OTHOCUTEIBHO OJIArONIPUSTHOE
TEYCHHUE C COXpaHEHMEM aMOYIaTOPHOIO CTaTyca, OTCYT-
CTBHE OYJIbOAPHBIX U AbIXaTeJbHBIX HAPYIICHUH, a TakKKe
MOJIOKUTEJIbHBIN OTBET Ha Tepanuio MAXD. [1pu putmu-
yecKoi ctumyssiiuu 3 [il maTogornyecKuii IeKpeMeHT
BBISIBJICH Yy 2 TTALIMEHTOB TOJIBKO ITOCJIE TTPEKOHANIINOHM -
poBaHus (U3NYECKON Harpy3koi, y 1 maiueHTa mocie
MPEKOHIUIIMOHUPOBaHUs ctumyJisiieid 10 Ii1 B TeueHune
5 MUH NaTOJIOTUYECKU TEKPEMEHT HE PETMCTPUPOBAJICS.
I1o pesynbraram MPT mbl1i1 Haba0Ha1aCh MUHUMAJTbHAS
>KUpOBast MHMWIBTPALYs IPEUMYILECTBEHHO 3aTHUX TPYTII
MBIIII Oeiep U FoJICHEM.

KinHnyeckasi XapaKTepiucTHKA MALMEHTOB C BADUAHTA-
mu B resie RAPSN B KoMIayHI-reTepo3uroTHOM COCTOSTHHH.
ITamuent P4. Y nmanuentku 17 ner BMC 11-ro tuna, o6-
YCJIOBJIEHHBIN BapuaHTaMu ¢.264C>A u ¢.61C>T B reHe
RAPSN, manugecTupoBaa ¢ poXAeHUS ¢ AbIXaTeJIbHOM
HEI0CTaTOYHOCTH, Oy Ib0apHBIX HAapYILIeHUH, Tudhy3HOM
MBIIIIEYHOI TMIIOTOHMM 1 OJ1ehaponTosa. B HeoHaTaibHOM
Tepuojie MOTpedOBAIOCh MPOBEIEHNE UCKYCCTBEHHON BEH-
Tuisiuym ierkux (MBJI) B Teuenue 4 cyt. PanHee MoTopHOE
pa3BUTUE MPOTEKAIO C 3aJePXKOI: KOHTPOJb T'OJOBBI
copmupoBacsa K 6 Mec, CaMOCTOSITeIBHOE CUICHUE —
K 9 Mec, caMmocTosiTeIbHas xonbpba — mocie 2 JjieT. C paH-
HETo Bo3pacTa OTMEYaIuCh TeHepaIM30BaHHasI MbILIICUHAsI
C1a00CTh C BOBJICYCHHUEM MBI IIed ¥ KOHEYHOCTEH,

Puc. 4. Maenumno-pesonancnas momoepaghus moiuy 6 pexcumax T1-e3ewennvix uzoopaxcenuii u STIR nayuenma P1.2 (24 aem): ma3za (a), cpedueii
mpemu 6edep (0), cpedreii mpemu eonereii (8). Munumanvras xcuposas uHguabmMpayus 6 3adHell U MedudalbHoll epynnax moluy 6edep I cmenenu
(no E. Mercuri), mviuyax 3aoueii epynnol 2onenu. MuHuManbHo evipaicernvlie Oug@ysHole omeuHbvle USMEHeHUs 8 3A0HUX 2PYNNAX Mbluly 20AeHell

Fig. 4. Muscle magnetic resonance imaging in T1-weighted and STIR sequences in patient P1.2 (age 24 years): pelvis (a), mid-thigh level (6), mid-leg
level (8). Minimal fatty infiltration of grade 1 (according to E. Mercuri) in the posterior and medial muscle groups of the thighs and posterior leg muscles. Mild

diffuse edematous changes in the posterior leg muscle groups
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MaTojioruyecKasi MbllleyHasi yromisieMocTb. B Bo3pacte
IO 2 JIeT maluMeHTKa MepeHecsa 2 3nu3o/a TSoKeI0M MHEeB-
MOHUH C AbIXaTeJbHON HEMOCTATOUHOCThIO U HEOOXOMM-
MOCTBIO IJIUTEIbHOI pecTMpaTOPHOM MOAIEPXKHU B YCI0-
BusX peaHuManuu. C 3 jieT oTMeyeHa OTHOCHUTEJIbHAs
cTadbuaM3anus coctossHus. murenbHoe BpeMs: Habmoaa-
JIach ¢ IMArHO30M IOCEACTBUI paHHEro OPraHMYeCcKOro
MOopaXkeHUs LICHTPaJIbHOM HEpBHOI cucTeMbl. [1o naHHBIM
MPT royioBHOro Mo3ra onpeaeisiiuch Mpu3HaKu yMepeH-
HOI Hapy>XKHOI U BHYTpeHHel ruapouedanuu. B panHem
BO3pacTe AMarHoCTUpPOBaHA AMCIUIa3Msl Ta300eIPEHHbIX
CYCTaBOB; B 8 JIET MPOBEIECHO ONlepaTUBHOE JICUSHUE MO -
BBIBMXA JIEBOI'O Ta300€IpeHHOTIO CycTaBa, a B 9 j1eT — ae-
TOPCUOHHO-BapU3upylollas oCTeOTOMUS Oeapa clipaBa
C MOC/IEAYIOIINM yIaJeHUEM MeTaJUIOKOHCTpYKIuiA. [Tocie
10 neT otMeveHo popMUpoBaHUe nehopMaLiy TO3BOHOY-
HUKa C IPOTPECCUPOBAHUEM [0 IPYIOIOACHUYHOIO CKO-
smo3a IV crenienu. ITocteneHHO Ha (hoHE C1a00CTH MBIIIILL
U OTpaHUYEHMST 00beMa ABYKeHUI C(hOPMUPOBATIUCH KOH-
TPaKTYpPhl JTy4e3arsICTHBIX U JOKTEBBIX CYCTABOB.

B Bo3pacTe 15 j1eT Ha (poHE ABYCTOPOHHEN THEBMOHUU
C IbIXaTeIbHOI HEAOCTaTOYHOCTHIO OTMEYEHBI BhIpaXKeHHOE
YXyAIIEHWE COCTOSIHUS ¢ HapaCTaHUeM CJ1ab0CTh MUMUYEC-
KUX ¥ Oy/Ib0apHBIX MBIIIILL, TeHepaTu30BaHHAsI MbIIIIEYHAST
C1a00CTb BIUTOTh IO YTPAaThl CIIOCOOHOCTH K CAMOCTOSITE b~
HOMYy nepenBrkeHuo. I1pu kapauopecnipaTopHOM MOHM-
TOPUHTE PETUCTPUPOBATIMCH YACThIE MU30bI IJTUTSIbHOMU
JlecaTypalvu MPOA0KUTETbHOCTBIO 10 24 ¢. B 3TOT Nepu-
OJ1 BIIEPBbIE MPENINOJIOXEeH nuarHo3 MuacteHuu. [1pu Te-
CTUPOBAHUHU HaEXKHOCTU HEPBHO-MBILIEYHOM Tepenadn
(3 Tx) B m. abductor digiti minimi BBISIBIEH NEKPEMEHT
M-BOJTHBI TOCTCUHANITUYECKOTO TUIIA; IPO3EPUHOBAS ITPO-
0a — ¢ YETKUM TTONOKUTENBHBIM 3(pdekTom. C ydeToM paH-
Hero jae6loTa 3a00J1eBaHUs C SMM30IaMM PECITMPATOPHbBIX
HapyllleHui 1 OTCyTcTBUEeM aHTUTE K AXP 1 MblllieyHOH
crielnuIecKoi TUPO3MHKUHA3E ObLUT YCTAHOBJIEH AUArHO3
BMC ¢ nocnenytoiieit MOJIEKYISIpHO-TEHETUUYECKOM BEpr-
dukaumei.

K mMomeHTY mocnenHero obcjiefoBaHUsI B BO3pacTe
17 nmeT mauMeHTKa coXpaHsijaa aMOyJaTOPHBIN CTaTyc
Ha (poHe MOCTOSTHHOTO ITpreMa MUPUIOCTUIMUHA OPOMMU -
na (mo 150 mr/cyT). B HEBpoornueckoM craTyce onpeae-
JISUTACh TeHepaJli30BaHHas MbIIIEYHas CJIa00CTh C MPEeuMy-
IECTBEHHBIM BOBJICUCHUEM MBIIII] IIIeW, aKCUaJIbHOI
MYCKYJIaTypbl U MBIIILL IPOKCUMATbHBIX OTIEI0B KOHEY-
Hoctei (mo 3,0—3,5 6amna no mkaine Medical Research
Council (MRC) [21]), nBycTOopoHHUI1 G1ehaponTos ierkoi
CTeTeHH, pacxojsileecsl Kocoriasue, odhTaibMonapes,
C1a00CTh MUMMYECKOI MYCKYJIaTyphl, peYeBble HAPYIIEHUS
(mucoHus1, IU3aPTPHsI) U CHUKEHUE INIOTOUYHBIX pediek-
coB. Ilpu3Haku nbIxaTeJbHbIX HapYIIEHUI ObUIU TIpei-
CTaBJICHbl CHUXXEHMEM XU3HEHHON eMKOCTU JIeTKMX
U 3MU30JIaMU JiecaTypalivu.

IMamentka P5. VY nmamuentku 9 ner BMC 11-ro Tumna,
00ycIIoBIeHHBI BapraHTamu ¢.264C>Am ¢.149 153delins24
B reHe RAPSN, neGioTupoBai ¢ poXIAEHUSI ¢ pa3BUTHUS

JbIXaTeJIbHOW HeOCTaTOYHOCTH, N1t (Y3HOI MBIILIEYHON
TUMOTOHUU, OyJILOAPHBIX HAPYLICHUH, c1a00OCTU MUMU-
YeCKUX MBI U OedaponTo3a. B HeoHaTaTbHOM Mepu-
one norpeboBanock nposeaecHue MBJI B Teuenne 6 cyr,
JIMarHOCTUPOBAH BPOXKACHHBIN MEHUHTO3H1IE(haTUT, Obl-
JI1 3aDUKCUPOBAaHbl CUMIITOMATUYECKHE TTPUCTYIIbI, YTO
BIIOCJIEICTBUM PacLiEHUBAJIOCh KakK 3mwiencus. B paib-
HeHIlIeM COXpaHsIMCh MPU3HAKKU C1ab0CTH MUMUYECKOM
1 Oy1b0apHOI MYCKYJIaTypbl (TPYIHOCTA BCKAPMJIMBAHUS,
TuIepcajluBalMsl, OTCYyTCTBUE KpUKa). PaHHee MOTOpHOE
pa3BUTHE TTPOTEKAIIO C 3a€PXKKOI: CAMOCTOSITEIbHOE CH-
neHue chopMupoBaIoch K Bo3pacty 1,5 roma, caMoCTosI-
TeJbHas X0Ib0a — K 2 rojam.

B Bo3pacte 10 Mec pedbeHOK MepeHec aCIUpalioOHHYIO
TTHEBMOHMUIO TSDKEJION CTeTIeHU, TpeOOBAaBILYIO JUTUTEIbHOM
pecnrpaTopHON MOAAEPXKKH, OCIOXHUBIIYIOCS OCTPOM
TUIOKCUYECKOM 3HIedasonaTueir U CyTOpPOXXHBIM CHUH-
npomoM. 1o maHHBIM 3J1eKTpo3HIIeDanorpacdyu BB -
JIach SIUIeNTU(hOPMHAs aKTUBHOCTD, B CBSI3M C YeM Ha3Ha-
YyeHa IMPOTUBOCYIOPOXKHAs Teparus (MpernapaT BablIpoeBoi
KHUCJIOTHI € TIPOJIOHTMPOBAaHHBIM BBICBOOOXIEHMEM). B mo-
CJIeAYIOIEM B TeUCHUE KU3HU SITUICTITUIECKUX MPUCTYTIOB
He ObL10, a B BO3pacTe S JIeT pernapar BaIbIIPOeBOi KUCIOThI
3aMEHEH Ha JieBeTupaleTaM ¢ COXpaHEHUEM TOJTOXKUTE b~
HoOI TuHaMMKU. PecriupaTtopHble 3a001€BaHMST OTMEYATUCh
penko. C TeueHreM BpeMEHH ONpenesisiiach MOJOKUTETbHAS
JMMHaMMKa B BUIIE perpecca HapyLIeHW JIOTaHWSI U YTydlle-
HMSI IOXOIKU Ha (hOHE COXPAHEH!SI IMOBBIIIIEHHOM MBIILIEYHOM
YTOMJISIEMOCTH M cilaboctu. [1areHTKa Habronanach ¢ aua-
THO30M BHIIedaIoNaThM T'MITOKCUYECKU-UITEMUYECKOTO
reHesa, Mpenrosarajoch HATMIMe MUTOXOHAPUATBLHOTO 3a-
6oseBanust, yposeHb KDK ObUT B Tipenenax pedepeHCHBIX
3HAYEHU .

K MoMeHTy nociienHero oocaenoBaHus B 9 JieT naiu-
€HTKa CoXpaHsijla aMOyJaaTOpHbIi cTaTyc (puc. 5). B He-
BPOJIOTUYECKOM CTaTyce OMNpelessuiiuch O0iedaponTos
CpeIHel CTeneHu, aJIsTepHUPYIOIee Kocoriasue, C1adocTh
KpYTOBOi1 MBIIILIBI TJ1a3a (10 3 6amioB no wkaie MRC).
BoisaBisiiuch yMepeHHasi ¢1abocTb MUMUYECKUX MBIIIIII,
ciabocTth crudareneit meun (mo 3 6amnoB no MRC). Or-
MeyJaluCh JULEBbIe TU3MOPMOUN: IIMPOKOE MEPEHOCHE,
MPUOTKPBITHIA POT, MyxJIble IyObI, BEICOKOE HEOO, HApYy-
1LIeHUe MPUKYyca, MPOrHaTusI; Habaoaanach AMCHOHUS 1Mo
TUITy HazoJiaiuu (TIpU 3TOM MsTKoe HEOO mpu (poHauUU
TMOATSATMBAJIOCH), @ TAKXKe JIMHIBaJbHasl nu3apTpus. I71o-
TOYHBII pediekc ObLT CHIDKEeH. Crjla B MBIIIIIAX BEPXHUX
M HUXXKHUX KOHEUYHOCTEl Oblla coXpaHeHa, OMHAKO Ipu
Harpyske oTMeyajach OTYET/IMBAsI TATOJIOrMYecKasi yToM-
JIIEMOCTb B MBIIIIIAX Oenep. ATpoduii MBI HE BBISIBIIS -
Jock. CyXxoXunbHbIe pedieKChl ObUTH IUPPY3HO OXKMB-
JICHBI, C HaJM4YMeM KJIOHYCOB CTOIl IPU OTCYTCTBUU
NaTOJOTMYECKMX CTOMHBIX 3HAKOB. M3 opTomeanyeckux
HapylIeHUI BBISIBJIEHBI KU(MOCKOINO03, TTOSICHUYHBIA TU-
TepJIOPa03, JIeTKHE CrMbaTeIbHbIe KOHTPAKTYPhI KOJEHHBIX
CYCTaBOB, IUIOCKO-BaJIbIyCHas1 AechopMaliysi CTOI U TUIep-
MOOMJIBHOCTb AUCTaIbHbBIX (DaslaHT.
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Puc. 5. ©enomun nayuenmiu PS. [Ipoenamus. Kugockoauos, noacnuunotii
eunepaopoos, neekue ceubamenbHole KOHMPAKMypsbl KOAEHHbIX CYCMABO8,
na0CcKo-6anbeycras deghpopmayus cmon, caHoanre8UuoHas wenb

Fig. 5. Phenotype of patient P5. Mandibular prognathism. Kyphoscoliosis,
lumbar hyperlordosis, mild flexion contractures of the knee joints, flatfoot
with valgus deformity, sandal gap deformity

Takum o0Opa3oM, B o0oux ciaydasix 3a0ojieBaHUE Ma-
HUdECTUPOBAIO B HEOHATAJIBLHOM IEPHOJE C PA3BUTUSI
JIbIXaTeIbHOM HegocTaTouHOCTH (moTpedosasieii UBJI),
I yY3HOI MBIIIIEYHON T'MITOTOHUM, OYILOAPHBIX HAPY-
eHuit 1 6redpaponTosa. 1J1si OMMcaHHbBIX CIydaeB Xapak-
TEPHO YTSDKEICHHME COCTOSTHUS Ha (DOHE MHTEPKYPPEHTHBIX
pecnMpaTOpHBIX MHMEKIINI ¢ pa3BUTHEM 3ITU30I0B OCTPOiA
JIbIXaTeJIbHOM HEIOCTATOYHOCTU. Y 00X MallMeHTOK OT-
MeYaJlCh 3ajepkKa MOTOPHOTO pa3BUTHs, paHHee (op-
MMPOBaHUE MATOJIOIMYECKOM MBIIIIEYHON YyTOMIIIEMOCTH,
BBIPaXXEHHOE BOBJICUCHUE KPaHUOOYIbOAPHBIX MBIIIIL]
1 OpTOIEeANYECKUE OCIOXHEeHUs. BMecTe ¢ TeM ciydan
pa3IMYalIkCh IO CTEIICHU TSDKECTU U XapaKTepy TCUSHMUS.
V naimeHTku P4 reHepannzoBaHHas MbIlIeUyHast CJ1ab0CTh
ObLIa BhIpaxkeHa OOJIbIIE W COMPOBOXIAIACH CTOMKUMM
JbIXaTeJIbHBIMU HapYyIIEHUSIMU W TPOTPECCUPYIOIINMU
oproneanyeckuMu nedopmarusiMu. [lpuemM nmupruaocTur-

MHWHa OpoMuIa 00ecTedrsI BOCCTAaHOBIIEHUE aMOyJIaTop-
HOTO cTaTyca MOocJje TIXKEJIOro JeKOMITIEHCUPOBAHHOIO
3MU3074a B Bo3pacTe 15 leT M IMO3BOJINI MOIIEPXKIBATh
YIOBJICTBOPUTEIBHBINA (YHKIIMOHAIBHBIA CTATyC HAa MO-
MEHT TocJIefHero HabmoaeHus. Y nauueHTku PS5 otMme-
YaJIoCh OTHOCHTEILHO OoJiee OJIaronpusTHOE TeUEHUE
0OJIE3HU C PErpeccoM psiia CUMIITOMOB M COXpaHEHUEM
aMOyJaTOpHOro cTaTyca 1o Ha3HayeHus MAXD.

06cyxaeHune

B Hacrosiiem ucciienoBaHUY NpeacTaBIeHbl KIMHUKO-
TeHETHYECKUE XapaKTePUCTUKU KOTOPTHI M3 6 IMallMeHTOB
¢ OuannenbHbIMUA BapuaHTamu B reHe RAPSN. Bo Bcex
HaOJIIoIaeMbIX CTyvasix ObLI BbISIBIIEH PEKYPPEHTHbIN Ba-
puanT ¢.264C>A: y 4 manieHTOB B TOMO3UTOTHOM COCTO-
STHWM, Y 2 — B KOMIIAyHJI-TeTepO3UroTHOM. B ofHOM cityyae
OH coYeTalicd ¢ HOHCeHC-BapuaHToM ¢.61C>T, mpuBoms-
UM K MPeXIeBPEeMEHHOU TepMUHAIIUU TPAHCISLIUHU,
B IpYTOM ciiy4a ¢ BapraHToM c.149 153delins24, o0ycioB-
JIMBAIOIIUM CIBUI PaMKM CUMTBIBAHUSI C 00pa3oBaHUEM
MPEeXIeBPEMEHHOIO CTOM-KOAOHA yepe3 114 aMUHOKMC-
JIOTHBIX OCTaTKOB. [ToTyyeHHbIe HAMU TaHHBIE TTO3BOJISIIOT
He TOJIKO MOATBEPAUTH U3BECTHYIO KIMHUYECKYIO Bapua-
6eapHOoCcTh BMC 11-10 THIA, HO ¥ TPOJEMOHCTPUPOBATH
paznuuust heHOTUIIA B 3aBUCHMOCTH OT TeHOTUIIA B paMKax
OIHOW KOTopThl. Y MallMeHTOB C BapuaHTOM c.264C>A
B TOMO3UTOTHOM COCTOSIHUU 3a00jieBaHe MaHUDECTUPO-
BaJIO B IETCKOM WJIY MOAPOCTKOBOM BO3pAcTe 1 XapaKTepu-
30BaJIOCh OTHOCUTEIbHO MSITKUM TE€YEHUEM C COXpaHEHUEM
aMOYJIaTOPHOTO CTaTyca, MPEUMYIIECTBEHHO MOSICHO-KOHEY -
HOCTHBIM ITAaTTEPHOM MBIIIIEYHON YTOMJISIEMOCTH 1 CJ1a00CTH
MpY OTCYTCTBUU OYJIBOAPHBIX U AbIXaTeIbHbIX HAPYILICHUIA.
B GosbimHCTBe cllydaeB pa3BUBaIMCh 01e(apoITo3 U riia-
30/JIBUTaTe/IbHbIe HapylleHus. KiimHuyeckass KapTuHa co-
OTBETCTBOBAJIA OIMCAHHOMY B JIUTepaType MO3AHeMY (heHO-
iy BMC 11-ro tuma [14—16].

3HauuTeNbHO OoJiee TSKesoe TeueHue 00JIe3HU Ha-
0J1101a710Ch Y 2 MAlMEHTOB ¢ BapuaHTaMu B reHe RAPSN
B KOMIayHA-TeTePO3UTOTHOM COCTOSTHUM. B oboux ciy-
yasgx 3a0oyieBaHME MaHU(DECTUPOBAJIO B HEOHATAIbHOM
TepUOoe C Pa3BUTUS IbIXaTeIbHON HEIOCTaTOYHOCTH (I10-
tpeboBasiieii UBJI), nuddy3Hoit MbIIEYHOM TMTTOTOHUN
U OyJIbOApHBIX HApYIIEHU I, COITPOBOXIAIOCH 3aJIEPXKKOM
MOTOPHOTI'O Pa3BUTHSI, TOBTOPHBIMU SITU30JaMU JbIXaTe b~
HOIl HEIOCTATOYHOCTU Ha (hOHE MHTEPKYPPEHTHBIX WH-
deximii 1 paHHUM (GHOPMUPOBAHUEM OPTOMEANYECKUX
ocnoxHeHuit. HecMoTpsi Ha mocieayoniyo CTadIM3auio
COCTOSTHUSI, TeYeHUe 0OJIE3HU OCTaBaJOCh 3HAYUTEIbHO
0oJiee TSDKEIBIM 10 CPAaBHEHUIO C MAllUEHTaMU C PEKyp-
PEHTHBIM BapMaHTOM B TOMO3UIOTHOM COCTOSIHUM.
I1pu aToM otBeT Ha Tepanuio MAXD pasznuuancs: y mamu-
eHTKM P4 HazHaueHUe MUPUIOCTUTMMHA Opomuga obe-
CIEYMIIO BOCCTAaHOBJICHUE aMOYIaTOPHOTO cTaTyca 1 3Ha-
YyuMoe yiydlieHue (yHKIMOHAIBHOTO COCTOSIHUS, TOTAa
Kak IaimeHTKa PS5 coxpaHsiia cBoil aMOy/1aTOpHBIN cTaTyc
JI0 YCTAaHOBJICHMS TMarHo3a U Ha3HaYeHUs Teparuu.
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HepBHo-mbiweyHbie 5OJIE3HH

IMonydyeHHbIe HAMU JaHHBIE COTTIACYIOTCS C Pe3yJIbTa-
TaMM MCCJICIOBAHUIA, B KOTOPBIX MIOKA3aHO, YTO BapUaHT
¢.264C>A B rOMO3UTOTHOM COCTOSIHUM Yallle aCCOLIMUPO-
BaH Cc OoJiee JIETKUM Te4eHUeM OOJIe3HU, TOTAa KaK ero
coyeTaHue C APYIMM MaTOT€HHBIM ajljiejieM, OCOOEHHO
C BapMaHTOM, IIPUBOJISIIIUM K ITOJIHOM ToTepe (PyHKIIMU
OeJka, MOXKeT 00YCITOBIIMBATh O0JIee paHHIOW MaHKM(eCcTa-
LIMIO M TSDKEJbIA cheHOTHIT [15, 16, 22, 23]. DKCniepuMeH-
TaJbHbIC JaHHBIE CBUACTEILCTBYIOT O TOM, YTO BapuaHT
¢.264C>A mpuUBOIUT MPEUMYIIECTBEHHO K CHIXKEHUIO
KOJIMYeCTBa U cTabUIbHOCTU KiacTtepoB AXP, Torma kak
HaJIM4ye BTOPOTo, 0oJiee «TSKEJIOT0o» ajliesist, MOXKET Cy-
1IECTBEHHO YCWJIMBATh (DYHKUMOHAJIBHBIN AeuuuT [24].
BMecte ¢ TeM cTporoii reHOTUIT-(heHOTHIT-KOPPEJISIIIUT
npu BMC 11-ro Tumna He yCTaHOBJIEHO: OIMCAHBI KaK CJTy-
Yay TSOKEJIOro TeYCHMS Y MAllMeHTOB C PeKYPPEHTHHIM
BapMaHTOM B TOMO3UTOTHOM COCTOSIHUM, TaK U OTHOCH-
TEJIBHO MSITKUI (PEHOTUIT — B KOMIIAyH/I-T€TEPO3UTOTHOM
COCTOSIHUM, YTO YKa3bIBaeT Ha BO3MOXHYIO POJIb ITOIOJI-
HMTEJIbHBIX TCHETUIECKUX Y CPEITOBBIX MOTUMDUIIMPYIOITIX
dakTopos [14—16].

OnucaHHBIE ClTydau TakKe IEMOHCTPUPYIOT TUITYHbIE
nuarHoctuyeckue TpyaHoctd npu BMC 11-ro tuna.
V psina mauyeHToB 3a00JieBaHre JUTUTEIbHOE BpEMSI paclie-
HMBAJIOCh KaK BPOXK/IEHHASI MUOIIATHsI, MUTOXOHIPUAIbHOE
3aboJieBaHKe, TIOCICACTBUS TIEPUHATAIBHOIO MOPaKEHUSI
LIEHTPAJILHOI HEPBHOM CUCTEMBI, TUITOKCUYECKU-UIIEMU -
yeckas sH1edanonarus. Bo Bcex ciaydyasx aaeKTpodu3no-
JIOTMYECKOE MCCJIEIOBAHUE OKA3aJIOCh KIIOYEBBIM B TMa-
THOCTUYECKOM IoMcKe. BMecTe ¢ TeM MHTepIpeTalys ero
pe3yasratoB 1pu BMC 11-ro Tuma 4acto corpsikeHa co
3HAYUTETBHBIMU CIIOXKHOCTSIMU: BBISIBJISIEMOCTD IEKPEMEH -
Ta aMILIMTYIbI M-BOJIH PY HU3KOYACTOTHOM PUTMUIECKOIN
crumyisiiyu 3 [ir BappMpyeT B IIMPOKUX Ipeaesiax —
OT HOpMAaJTLHBIX 3HAYEHU TTPU JIETKUX KITMHUYECKUX (heHO-
TUMNAax (M30JIMpOBaHHOM OJiepaponTose, crpadbusme, (pauyo-
Oy, 1IBOApHOIA MATOJIOTUYECKOI YTOMIIIEMOCTH) IO 3HAYUTE b~
HOTO JIEKPEMEHTA ITOCTCMHAIITUYECKOTO TUTIA Y MTAlIUEHTOB
C TeHEPATM30BAaHHOM MBIIIEYHOMN YTOMJISIEMOCTBIO, HEOT-
JIMYMMOTO OT TAKOBOI'O MPM ayTOMMMYHHOM MMAaCTEHUU
[25, 26]. OmHaKo cileAyeT OTMETUTD, YTO MaTOJOTMISCKUIA
JIEKPEMEHT MOXKET OTCYTCTBOBAaTh IaXKe IPH BhIPasKeHHBIX
KJIMHUYECKUX MTPOSIBIEHUSIX (HEBO3MOXHOCTh Oera, Moib-
emMa M3 TJyooKoro rpucena, BelpaxkeHHBIN 11T03) [10]
M, HaIIPOTUB, PETUCTPUPOBATHCS Y MALIMEHTOB C ¢IMH-
CTBEHHBIM CUMITTOMOM B Buze 6ecaponTosa [11]. ITo maH-
HBIM JIUTePaTyphl, IeKPEMEHT IIPY CTAHIAPTHOM HM3KOYa-
CTOTHOW CTUMYJISLINN BEIsIBIIsIeTCs B 62 [51; 73] % ciydaeB
B KOTOPTax IMallMEHTOB C MATOTeHHBIMU BApMAHTAMM B TeHE
RAPSN, GONBIIMHCTBO M3 KOTOPBIX MMEIOT BapUaHT
¢.264C>A B roMO3UTOTHOM coctostHuM [10—16, 26].

B uccnemyemMoit HaMu TpyIIIie PY EPBUYHOM 00CIe-
JIOBAaHMU MATOJOTMYECKUI JEKPEMEHT P CTUMYJISILINU
3 Iix 6611 BepuduLIMpoBaH TOJIbKO Y ManyeHTa P3 (41 rona)
B m. deltoideus no 32 %. Y nauuentoB P1.1 u P1.2 nexpe-
MEHT B MUMMYECKUX 1 [JIOTOYHBIX MBIIIIIIaX HE BBISIBIISUICS,

YCTOMYMBBIN BOCITPOM3BOIUMBIN NEKPEMEHT B m. tibialis
anterior (1o 16 v 11 % coOTBETCTBEHHO) OBLT 3apETUCTPUPO-
BaH JIMIIIb ITOCJIE TIPEABAPUTENIbHOM (hM3MYECKOM HATPY3KH.
Y nanmeHra P2 nekpeMeHT He BBISIBJICH IIPU CTaHIApPTHOM
HCCIeNOBaHUM HU B OMHOW M3 aHAJIM3UPOBAHHBIX MBIIIIII,
BKJIIOYasl m. tibialis anterior u m. deltoideus, a Takxe npu
BbICOKOYACTOTHOM ctumyisiuuu 10 Iix m. tibialis anterior.

DTU TaHHbBIE COITIACYIOTCSI C MPEICTABICHUEM O TOM,
YTO CPaBHUTEJIBLHO HMU3Kasl YaCTOTa OOHAPYXKEHMS ACKpe-
MEHTa y JaHHOW KOTOPThI MallMEHTOB OOYCIOBJIEHA KaK
MCCICIOBAaHMEM OTPAHMUYEHHOIO YMCJIAa MBI, TaK ¥ OT-
CYTCTBHMEM LIEJIOCTHOT'O IIPEICTABICHMS O TTATTePHE €ro pac-
npeaeiaeHus: npu BMC 11-ro Tuna. B pabote T. Stojkovic
M COABT. IOKa3aHO MpeodiafaHue JeKPEeMEHTa IpY CTUMY-
JISIIUM JTy4eBoro HepBa (B cpemHeM — 34,6 + 15,7 %)
110 CPaBHEHMIO ¢ MAJIOOEPLIOBBIM U T0OABOYHBIM HEPBAMU
B IpyIIIe NMalyeHToB ¢ BapuaHTaMu B reHax RAPSN, CHRNE
u CHRND [|27]. Kpome Toro, ecTb AaHHbIE 00 YBEINYECHUN
JekpeMeHTa ¢ Bo3pacTtoM. Tak, B.L. Banwell u coaBT. onu-
caJIi TIallMeHTa, Y KOTOPOTo B 6 JIET IEKPEMEHT BbISIBIISUICS
TOJIbKO TTOCIe (hU3MUYECKOM HAarpy3Ku, TOraa Kak B 14 jieT
oH pocturain yxe 30—40 % B nmokoe [28]. Takxe cyIiiecTBy-
0T COOOIIIEHMS O PETUCTPALIMM JIEKPEMEHTA TOJIbKO B IIe-
PUOI KITMHUTYECKOrO 000CTPEHMSI TIPU OTCYTCTBUM U3MEHE-
HUI B MEXIIPUCTYITHBIN ITepuon [14].

IIpuMeHeHMEe METOIOB MPEKOHIUIIMOHUPOBaHUS ((hU-
3U4ecKas Harpy3ka Wi purMudeckast crumyssimst 10 Tix
B TeYCHUE 5 MUH) HEITOCPEICTBEHHO Iepell HU3KOYacTOT-
HOI CTMMYJISILIMEH TOBBIIIACT BEPOSTHOCTD BBISIBICHUS
JEeKpPEMEHTa aMILTUTYAbl M-BOJIHBI Y YBEJIMUUBACT COBO-
KYIHYIO 9yBCTBUTEIBLHOCTHh MeTozaa 10 70 (60—80) % [10,
15, 25]. B nipeacraBiieHHBIX HAOIIOAEHUSIX TP OTCYTCTBUU
JeKpeMeHTa B mokoe y nanueHToB P1.1 u P1.2 npekonau-
LIMOHUPOBaHNE (PU3NIECKOI HArpy3Koil Jal0 BO3MOX-
HOCTb BeprU(UIIMPOBATh BOCIIPOU3BOIUMbII YCTONYMBBII
JEKPEMEHT M M30eKaTh JIOSKHOTO 3aK/TIOYESHHMS 10 TIEPBOMY
TecTy. B CBSA3U ¢ 3TMM ciemyeT MOAYepKHYTh, YTO MPU
KJIMHUYECKOM Toao3peHun Ha BMC orcyTcTBUE neKpe-
MEHTA WJIM ero Majas BeanunHa (1o 10 %) npu craHmapT-
Hoit DMI He TOJIKHO CITy>KUTh OCHOBAaHUEM TSI 3aKJTIO-
YeHMSI 00 OTCYTCTBMM CMHANTUYECKUX HapyIIeHU 6e3
00s513aTeJILHOTO PaCIIMPEeHUST NCCIICAOBAHUS C TTPEKOHIM -
LIMOHUPOBAHUEM WMJIM ITOCTU30METPUIECKMM,/TIOCTTETa-
HUYECKUM HCTOIIEHHEM. DTO CYIIECTBEHHO IOBBIIIACT
JIUAarHOCTUYECKYIO YyBCTBUTEILHOCTD MCCIIEAOBAHUS TIPU
BMC 11-ro Tuna. PaHee y mauueHTOB ¢ JaHHBIM 3a00J1e-
BaHMEM ObLJIO MOKA3aHO MOCTAKTUBALIMOHHOE UCTOIICHUE
B BUJIC HapacTaHUsI JeKPEMEHTa IT0CIe U30METPUIECKOTO
HanpsokeHus ¢ 6,5 1o 12,3 %, a TakKe MOCTaKTUBALIMOHHOE
obJieryeHue 1o aekpemMeHry [29].

BricokouacToTHas purMudeckast ctuMmyssiius 50 I,
MpUMEeHeHHas y manueHTa P3, mo3Bosivia HarssqHo Io-
TBEPIUTh 3HAYMMOCTb HapyllIeHUs] HEPBHO-MbIIICUHOMN
repenayu: 1eKpeMeHT Bo3pacTai ¢ 7 % Ipu CTUMYJISIIAKA
3 Iir o 52 % B oTBeT Ha cTuMyJtsaLmio 50 [i1. B mutepatype
ONMCaHO aHAJIOTUYHOE YaCTOTHO-3aBUCHMOE HapacTaHUe
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JIEKpEeMEHTa y MalMeHTa ¢ BApMaHTOM ¢.264C>A B ToMO3M-
TOTHOM cocTostHuu: ¢ 6,5 % npu 3 Ti1 1o 29,9 % npwu 15 Tix
[29]. PerpeccuBHBII TUIT IEKPEMEHTHOM KPUBOI B CEPUSIX
u3 15 CTUMYOB, IEKPEMEHT MPU TeTaHU3AIUU, TTOCTaAKTU-
BallIOHHOE MCTOILEHNE B MOCTU30METPUYECKUX U TTOCT-
TETAaHMYECKUX CEPUSIX B COBOKYITHOCTU CBUIETEIBCTBYIOT
0 TIOCTCUHAIITUYECKOM XapakTepe nmopaxenus nmpu BMC
11-ro THTIa, YTO MOATBEPXKIEHO JAHHBIMU MUKPORJIEKTPOTHON
TEXHUKHU U YIBTPacTPYKTypHOI MuKpockoruu [10, 25].

ITpu uronwuaToit DMIy Bcex oOcliemOBaHHBIX MAL-
entoB (P1.1, P1.2, P2, P3) BeisiBiiena nepectpoiiku I[1J1E
MO MIEPBUYHO-MBILIEYHOMY THUITY, UYTO B COUETAHUU C OT-
CYTCTBUEM JIEKPEMEHTa aMILIUTYAbl M-BOJIHBI IIPU CTaH-
JMapTHON CTUMYJISILIMM M PAHHUM J€0I0TOM 00JIE3HU YacTO
CIIyXKUT OCHOBaHMEM [JisI OIIMOOYHOTO 3aKJIIOUYEHUS
0 BpOXXIeHHOM Mronatuu [ 14, 15, 29, 30]. B1o fonoaHuTe N b-
HO TOIKPETUIsIeTCs MpeodaagaHeM MBIIIIEUHbBIX BOJJOKOH
I Tvma npy maToMopdoIOrMYEecKOM UCCISIOBaHUM, XapaK-
TepHbIM Kak 11t BMC 11-ro tuna [31], Tak 1 Ij1st pyTHX
¢opm BMC [32]. B 6obIIMHCTBE OMUCAHHBIX B IUTEpaType
clyyaeB JUIsl OKOHYATEIbHON BepudUKalMy HapylIEeHMS
HEepBHO-MBIIIEYHOM Mepeaadu mpuMeHsiack OMI oquHou-
HOT'O MBIIIIEYHOTO BOJIOKHA, MOATBEPKAAIOIIAsl CHHATITHYE-
ckuit nedexr [10, 15].

ITo manHbIM MPT MbIint y nareHToB ¢ BMC 11-ro Tmna
CTereHb UI3MEHEHUI BapbUpPyeT OT OTCYTCTBUS IO MUHUMAJTb-
HOTro XMpOBOro 3ameliieHus I crerneHu, mpeuMyIecTBEHHO
B MKPOHOXHBIX MBIIIIAX, B EAMHUYHBIX CJIyyasX orucaHa
yMepeHHasl XUpoBasi UHGWIbTpaLs m. semitendinosus
1o IIb crenenu. I1pu 3TOM MOKa3aHO, YTO BBIPAXKEHHOCTh
KUPOBOI MHGUIBTpAllMK HapacTaeT ¢ yBEJIMYEHUEM ITIPO-
JIOJKUTENTbHOCTU 00s1e3HU [33]. TTomyyeHHbIe HAMM TaHHBIE
COIJIacyIOTCS C 3TUMM HaOMIOAeHUSIMU: y mauyeHToB P1.1,
P1.2 u P2 BeIsIBIeHa MUHUMAJTbHAST SKUPOBast UH(PUIBTpaLs
3aJHe M MeauajabHOI rpynm Mblil oenep I creneHu
U MBILLL 33[HE TPYIIbI FOJIeHEel, TOraa Kak y naiueHTa P1.2
JTOTIOJTHUTETbHO OTMEUYAIOCh aCUMMETPUYHOE BOBJICUSHUE
TepeaHei rpynibl MBI rojieHd. Hapsiay ¢ XXupoBoii MH-
¢unwsrpaumeii y mauueHton P1.1, P1.2 u P2 BbIsiBIeHBI
nudby3HbIe OTEUHbIE MI3MEHEHUS 10 BCell IIMHE 3aaHel
IPYIIBI MBIIIIL TOJIEHEH, UTO SBJSIETCS XapaKTepHbIM
MPT-npusnakom pasHbix ¢opm BMC u oTinyaet ux ot
KOHTPOJIbHBIX CYOBEKTOB, Y KOTOPBIX OTEYHbIC U3MEHEHMS
OTrpaHMYEHBI TUCTATBHBIMU OTAEIaAMU JIMOO MpPeICTaBICHbI
MMHUMAJILHO TI0 TUITY «II€HTPAIbHOM ITOJIOCH» B MEIU-
aJIbHBIX TOJIOBKAX MKPOHOXKHBIX MBIIIILI.

Bce marmeHTHI ¢ BapraHToM ¢.264C>A B TOMO3UTOT-
HOM COCTOSIHMH, a TaKkKe nauueHTka P4 ¢ komnayna-rere-
PO3UTOTHBIM COCTOSIHMEM BapUaHTa MOJydaliu Teparnuio
MUPUIOCTUTMUHA OpoMK oM B o3e 150—300 mr/cyT ¢ mmo-
JIOXKUTEJbHBIM KJIMHUYECKUM 3(hGhEeKTOM. Y MallMeHTOB
C TOMO3UTOTHBIM COCTOSTHMEM BapraHTa Ha (hOHE JICUSHUS
OTMEYaJICh YMEHbIIEHNE MaTOJOrMYECKON MBIIICUHOMR
YTOMJISIEMOCTHU U YJIy4YIlIEeHWE NBUTATEIbHBIX (DYHKIIMIA.
BmecTte ¢ TeM Koppekiysl mapeTu4eckKoro Kocoriaasus
y namuenToB P1.1, P1.2 u P3 He mocTurHyra B IOJHOM

obbeMe. Y naimeHTKu P4 HazHaueHue MUPUIOCTUTMUHA
OpoMKIa 00eCIeUYrIO BOCCTAaHOBJIEHHE aMOyJ1aTOPHOTO
cTaTryca IToCJIe TSDKEJIOro IeKOMIICHCMPOBAHHOTO 3IHU30/1a
B Bo3pacTe 15 JieT, olHaKO Ha MOMEHT MOCJIEIHEro Ha-
OJIIOJICHUSI COXPAHSUTUCh TeHepaJIu30BaHHasl MbIIIEYHAsT
CJ1a00CTh ¥ AbIXaTeIbHbIC HApYIIEHUS, HO MEHBIIIEH CTe-
MeHU BBIpAXXEHHOCTU. B muTeparype 1mokasaH JOIOTHU-
TEJILHBIN MOJTOXKUTEBHBINA 3(P(PEKT 3,4-TMaMUHOTTMPHIN-
Ha (3,4-DAP) y nairtuentoB ¢ BMC 11-ro tuna [10]: eciiu
MOHOTEpaIus MUPUIOCTUTMUHA OPOMUIOM 00ecITeYnBa-
€T YMepeHHoe yiyulieHue, To fodasiaeHue 3,4-DAP crio-
COOHO CYILIECTBEHHO YCUJIUTD TepareBTUIeCKuit oTBeT [28].
B psize ciayyaeB mpuMeHsIeTCSI KOMOMHUPOBaHHAST Tepartvst
60 sanu3oanyeckoe nodasneHue 3,4-DAP kK 6azucHoMy
npueMy nupugoctTurMmmia opomuaa [25, 30]. OnucaHHbie
HaMM MauMeHThbl He Toaydyanu 3,4-DAP, yTo oTKpbIBaeT
MEePCIIEKTUBY ONTUMM3ALlMK Tepaluu, IMPeXIae BCEro
y mauueHTKu P4 ¢ coxpaHsiommucs Ha ¢poHe MOHOTepa-
MU AbIXaTeJIbHBIMU HAPYIICHUSIMU U TeHEPATU30BaHHOM
MBIIIEYHOM CJ1a00CThIO.

BbiBOAbI

Pe3ynbraThl HaCTOSIIETO UCCIEI0BaHUS IEMOHCTPU-
PYIOT IIMPOKUI CIIEKTP KIMHUYECKUX MposiBieHnit BMC
11-ro TMMma: OT OTHOCHUTEILHO MSTKOTO MOSICHO-KOHEY-
HOCTHOTo ¢(beHOTUIIa C NeOITOM B IETCKOM BO3pacTe
M COXpaHEeHHEM aMOyJIaTOPHOTO CTaTyca 10 TSOKEIbIX (hopM
C HEOHaTaJIbHOU MaHM(ecTaluei, TbIXaTeJIbHOM Hemo-
CTaTOYHOCTBIO U OyabOapHBIMU HapylieHusMmu. [lomy-
YeHHBIE TaHHBIC TTOATBEPKAAI0T MOIUMUITMPYIOLIYIO POJIh
BTOPOTO NATOTEHHOT'O aJljie)isl B (DOPMUPOBAHUM TSIKECTH
3a00IeBaHYsI U TOMYEPKMBAIOT HEOOXOAMMOCTD YUeTa Ire-
HOTHIIA TPU MHTEPIIPETAIUM KIMHUYCCKON KapTUHBI
U BBIOOPE TepareBTUYECKOM TAKTUKMU.

HacropoxeHnHocTs B oTHoueHuu BMC 11-ro tuna
oIpaBlaHHa B 2 pa3IMYHbIX KIMHUYECKUX KOHTEKCTaX.
Ipu no3aHeM (eHOTHUITEe AMArHO3 CACAYeT PacCMaTpUBaTh
y NAIMEHTOB C IAaTOJIOTMUYECKOI MBIIIIEYHOI YTOMIISIEMOCTBIO
U C1a0O0CThIO TIPEUMYIIECTBEHHO MOSICHO-KOHEYHOCTHOTO
1 arroOyIb0apHOTo pacpeneIeH s, SKCTPAOKYIIPHBIMU
MPOSIBIICHUSIMA ¥ HOPMAJIBHBIM MJIM MUHUMAJILHO TTOBBI-
meHHbIM ypoBHeM K@K — B mepBylo ouepenp B Cirydasix,
OLIMOOYHO PacliCHMBAaEeMbIX KaK BPOXICHHAsT MUOIATHSI.
IIpu panHem peHotunie BMC 11-ro Tumna HeoOX0auMO BKITIO-
yaTh B auddepeHIMalIbHO-TUarHOCTUYECKUI TIepeYeHb
y neteii ¢ mudby3HON MBIILIEUHOM TUTTOTOHUEH, OyIbOapHbI-
MU U PECITMPATOPHBIMU HAPYIIIEHUSIMU C HEOHATAIBHOTO VTN
paHHETO IETCKOro BO3pacTa, Korjaa KJIMHUYECKasT KapTuHa
HepenKo MHTEePITPETUPYETCS KaK TUITOKCUYECKU-UIIEMUYe-
cKasl H1IehaIonaTHs, MUTOXOHIpUaIbHOE 3a00J1eBaH1E WX
BPOXKICHHAs! MAOTIATHSI.

CylleCTBEeHHYIO IIOMOIIb B IMArHOCTUKE OKAa3bIBACT
3JIeKTPO(U3UOIOTUYECKOE UCCISIOBAHUE C 00s13aTeIbHBIM
MPOBEICHNEM HAarpy304HbIX P00, CITIOCOOOB MTPEKOHI-
nupoBaHus U DMI OAMHOYHOrO MBIIIEYHOI'O BOJOKHA,
ITOCKOJIBKY MAaTOJIOTMYECKUIA JEKPEMEHT ITPY CTAHIAPTHOM
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KnuHunyeckuu onbiT neyeHnsa 28 nauMeHToB

C nporpeccupylowen mbilie4yHou guctpoduen
NlloweHHa npenapaTom AaA NPonyCcKa 45-ro a3K3oHa
KacCMMepCeHoM

A.A. Aradonosal, C.B. AprembesaZ, JI. B. Baonasen?, JI.M. Kysenkosa?, JI. . Munaiiuepal, C.B. Muxaiinosa?,
E.IO. ITernal, T.B. IToakaernosa3, C.T. ITonosuy?, I.H. Centosa!, E.B. Yeakuna?

! Hayuno-uccaedosamensciuii uncmumym meouyunckoii 2enemuicu OT'BHY « Tomckuil HayuoHanbHblil uccredoeamenbekui
meduyunckuii yeump»; Poccus, 634050 Tomck, ya. Habepexcnas pexu Ywaiixu, 10;
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SPIAY «Hayuonanvhuiii meduyurckuil uccredosamensckuii yenmp 300posws demeii»> Munzdpasa Poccuu; Poccus, 119296 Mockea,
Jlomornocoseckuii npocnekm, 2, cmp. 1;

4Poccuiickas demckas kaunuveckas 6onvhuya — uauan PILAOY BO «Poccuiickuii HAYUOHANbHbII UCCAe008aMeNbCKUT MEOULUHCKUIL
yHueepcumem um. H. U. ITupoeosa» Munzdpasa Poccuu; Poccus, 119571 Mockea, Jlenunckuii npocnexkm, 117

KoHTaKTHhI:

Omutpuii Bnagumuposuy Bnopasew mityaus@gmail.com

BeepeHue. Mporpeccupytowas moiweyHas pguctpoous (MMI) fioweHHa — HeoGpaTUMOe CMepTeNbHOE reHeTUYecKoe
3abonesaHue, 06yCNOBAEHHOE OTCYTCTBUEM NMONHOLEHHOTO Genka AUCTPOGUHA B MblWLAX U3-3a MyTaluuil B reHe DMD.
MatoreHetuyeckas Tepanusa NMM[ [loweHHa METOLOM 3K30H-CKUNMUHTA (MPONyCKa onpefeneHHbIX 3K30HOB) HanpasneHa
Ha yBennyeHue KonmyecTea QYHKLMOHANbHO aKTUBHOTO AUCTpoduHa. Mpenapar ans nponycka 45-ro 3K30Ha KacumepceH
NoKa3saH NaluMeHTaM C onpefeneHHbIMU oKanu3aumnamm aeneumnii. KnuHudyeckue nccnefoBaHus NnoATBEpANAN yBETNYEHUE
KonnyecTBa AUCTPOGdUHA U ynydlleHne ABUraTeNbHOI akTMBHOCTM y nauuenToB ¢ MM [ioweHHa Ha doHe Tepanuu
KacMmepceHoM.

Llenb nccneposaHua — npeActaBuTh ONbIT neveHus naumedtos ¢ MM[ [lloweHHa, NOAXOAAWNX ANA TEpanum METOAOM
nponycKa 45-ro 3k3oHa.

Marepuanbi u metoasbl. Mo HabnoaeHem Haxoaunock 28 nauneHTos ¢ NMMJ [ioweHHa, nony4yaswme Tepanuio METOA0M
nponycka 45-ro ak3oHa. Bcem nayneHTam npoBoAMNach oueHKa YHKLMOHANBHOIO COCTOAHMUA, AMHAMUKMN NOKa3aTenen
ABUTaTeNbHbIX TECTOB (6-MUHYTHOI X0abbbI 1 TecTa «CeBepHas 3Be3/ax»), pecnupaTopHoit MYHKLMM C OLEHKOMN dyHKLMO-
HaNbHOW XU3HEHHON EMKOCTU NIETKUX B UHAMUKE.

Pe3ynbTatbl. Y 60/1bWMHCTBA aMBYNATOPHbIX NALUEHTOB OTMEYANNUC CTABUAN3ALMA COCTOAHUSA C COXPaHeHWeM Cnocob-
HOCTW K CaMOCTOATENbHOMY NepefBUKEHUIO, YIyUYlleHne UAn cTabunusaums nokasareneit GyHKLMOHANbHbIX (TecTa
6-MUHYTHOI x0b6bI 1 TecTa «CeBepHas 3Be3/1a») 1 BpEMEHHbIX TECTOB, @ Y HeaMGyNaTOPHbIX NAaLMEHTOB — CTabunnsauus
(YHKLNM BEPXHUX KOHEYHOCTEN U OTCYTCTBME NPOrPECCUPOBAHNA CHUKEHUA PECNUPATOPHON YHKLUK.

BbiBoAbl. be3onacHOCTb U NePEHOCMMOCTL TEPanun KackMepCeHoM B LienioM Gblan Xopowumm y Bcex nauuenTos ¢ NMMJ
B Halleil Boibopke. Bce nayueHTsl, HauaBLKWe Tepanuio KACUMEPCEHOM Ha paHHe! aMOynaTopHOIt CTafuu, COXpaHuIm 3ToT
CTaTyC Ha [aTy aHanu3a.

KnioueBble cnoBa: nporpeccupytolas mollweyHas guctpodus [ioweHHa, AMCTPOdUH, [eneumns 3K30HOB, IK3OH-CKUMMUHT,
aHTUCMbICIOBbIE OIMTOHYKNEOTUAbI, KacuMepCeH, hYHKUMOHANbHbIN TecT

Ina uutuposanua: Aracdorosa A.A., Aptembesa C.b., Bnogaseu [1.B. u ap. KnuHuyeckuii onbiT neyeHuns 28 naumeHTos
C nporpeccupyioLyeil MbllweyHoln auctpoduen [liolweHHa npenapaTom Aas nponycka 45-ro 3k3oHa KacumepceHom. HepsHo-
MblleyHble 6one3Hn 2026;16(2):49-59.
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Clinical experience of treating 28 patients with Duchenne muscular dystrophy
with the exon 45 skipping drug casimersen
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Background. Duchenne muscular dystrophy (DMD) is an irreversible, progressive fatal genetic disorder caused
by the absence of functional dystrophin protein in muscle due to mutations in the DMD gene. Exon-skipping therapy
for DMD aims to increase the amount of functionally active protein dystrophin. Casimersen, a drug for skipping exon 45,
is indicated for patients with certain deletions. Clinical studies have confirmed an increase in dystrophin levels and
improved motor activity in patients with DMD treated with casimersen.

Aim. To present the experience of treating patients with DMD who were eligible for exon 45 skipping therapy.
Materials and methods. Twenty-eight patients with DMD who received exon 45 skipping therapy were observed. Patients
were assessed for functional status, motor tests (Six-Minute Walk Test, North Star Ambulatory Assessment) dynamics,
and respiratory function with dynamic assessment of functional vital capacity.

Results. Most outpatients showed stabilization of their condition with preservation of the ability to move independently,
improvement or stability in functional (Six-Minute Walk Test, North Star Ambulatory Assessment) and timed test
indicators, as well as stabilization of upper limb function and absence of progression of respiratory function decline
in non-ambulatory patients.

Conclusion. The safety and tolerability of casimersen therapy were generally good in all patients with DMD in our sample.
All patients who initiated casimersen therapy in the early outpatient stage remained in this stage at the analysis date.

Keywords: Duchenne muscular dystrophy, dystrophin, exon deletion, exon skipping, antisense oligonucleotides,
casimersen, functional test

For citation: Agafonova A.A., Artemyeva S.B., Vlodavets D.V. et al. Clinical experience of treating 28 patients with
Duchenne muscular dystrophy with the exon 45 skipping drug casimersen. Nervno-myshechnye bolezni = Neuromuscular
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BBepeHue

ITporpeccupyromas meieyHas nuctpobus (ITM/I)
[omeHHa — HeoOpaTUMOe CMEpPTEIbHOE TeHETUYEeCKOe
3a0oJieBaHMeE, HaclieayeMoe 1Mo X-ClLeTUIEeHHOMY peliec-
CHBHOMY THUIIy U XapaKTepu3ylolleecsi HEYyKJIOHHO Ipo-
rpeccupymouieil nuctpodueil MpllIeYHONW TKaHU M3-3a
Moaudukamuii reHa DMD (neneuuii und nynavKanui
9K30HOB, Pa3JIMYHbIX TOYEYHBIX MYyTallMii; HOHCEHC-MY-
Talui, 1eeKToB caiiTa CIIaiiCUHTa U TTYOOKMX MHTPOHHBIX
MyTall1ii), KOTOpbI€ MPUBOAIT K OTCYTCTBUIO MOJIHOLEH-
Horo 6ejika AUCTpodrHA — BaXKHEWIIIETO CTPYKTYPHOIO
9JIeMeHTa U (PYHKIIMOHAJIBHOTO KOMIIOHEHTA MBIIIIEYHbBIX
BOJIOKOH, CITOCOOCTBYIOIIETO COXPAHEHUIO MUOLIUTOB
OT pa3pylleHusI IpU cokpallleHun Mbii. B rene DMD
B HacToslee BpeMsl onrcaHo 6oJee 4 Thic. MyTalMi, IIPU-
BOJSIIMX K OTCYTCTBUIO 3KCIpecCuu Oeska TucTpodrHa
y nmanueHToB ¢ [IM/] dromeHHa [1—4].

ITomumo ITM/I [TroiieHHa, numeercst bosee 1o0poKa-
yecTBeHHas (popMa MuogucTpoduu ¢ 6osee Mo3THUM Ha-

YajJoM M MEUICHHBIM MPOrpecCUpOBaHUEM CUMIITOMOB
MBILIEYHON €1ab0CTH, a TakxKe OoJjiee MO3aHel yTpaToit
CMOCOOHOCTU CaMOCTOSITEeNIbHO Tepeasuratbest — I[TMJ]
bekxkepa. [1pu 1M/ bekkepa mytauuu B rene DMD nipu-
BOJST K BOCCTAHOBJICHUIO PAMKM CUUTBIBAHUS U CUHTE3Y
HECKOJIbKO YKOPOUEHHOI'0, HO TeM He MeHee (DYHKIINO-
HaJibHOTO Oeka auctpoduHa [1, 2].

ITo panubiM muTepatypsl, [IM/] diomeHHa BcTpeya-
eTcsl ¢ yactoroir ~1 ciaydail Ha 5 ThIC. HOBOPOXIEHHBIX
manbuukoB, [IM/I bekkepa — 1 ciyyait Ha 20 ThIC. HOBO-
POXIEHHBIX MATLYMKOB. ToOUHBIE ITOKa3aTeM 3abojieBae-
moctr ITMJI HiomenHa B Poccuiickoit @enepanm He-
n3BecTHbI. [lo pacueTHBIM AaHHBIM, B Poccuu nmeercst
~3,5 teic. nauueHToB ¢ [TM]I Qromenna u ITMJI bekkepa
[1,2,4].

Drtuonoruda u narorene3. [1pu [TM/I diomeHHa Beay-
LIMM MMaTOT€HETUYECKUM 3BEHOM SIBJISIETCSI TPOTPecCUpo-
BaHUE YTPaThl MBIIIEYHBIX QYHKLWIA. KITMHUYeCKN y neTeit
¢ [IM/1 dromieHHa BCIeaCTBME OTCYTCTBUS TUCTpOdrHA
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IepBOHAYAIBbHO HAOTIOMAIOTCS C1ab0CTh IPOKCUMAIBbHBIX
OT/IEJIOB MBIIIII, U3MEHEHUE TTOXOIKH 10 TUITY «YTHHO»
U TICEBIOTUIIEPTPOMUS NKPOHOXHBIX MBIIIIL] B BO3pacTe
ot 3 go 5 netr. danee y nauuenTos ¢ [IM/] ItomeHHa oT-
MeYaeTCsl MIPOrPECCUPYIONIESe UCTOIICHME MBIIIICUHOM TKa-
HU, TIPUBOJsIIEe K MOJHOM yTpaTe caMOCTOSTEIbHOIO
nepeaBukeHus1 (Imorepe amMOyJIaTOPHOCTU) B BO3pacTe
8—12 neT, a 3aTeM K CHUKEHUIO U MoTepe (QYHKIUN BEpX-
HMX KOHeYHocTeil. Hapacraroriasi ¢1abocTh AbIXaTeIbHbIX
MBIIIILI IPUBOIUT K HAPYIIEHUIO PECIIUPATOPHOI (DYHKIIMKI
BILTOTh 10 HEOOXOIUMOCTH UCKYCCTBEHHOM BEHTWISILIUU
JIETKHX. DTO CIIOCOOCTBYET pa3BUTHUIO BTOPUYHBIX MH(EK-
LIMI ObIXaTeJbHBIX MYTe M BHOCUT MOMOJHUTEIbHBIN
BKJIaJl B OTPaHUYEHME TTPOIODKMTETbHOCTH XKU3HU TAKUX
naiyreHToB. TakKe xapakTepHo (hOpMUPOBAHUE KOHTPAK-
TYp CYCTaBOB, B TOM YHCJI¢ IO3BOHOYHMKA, YTO COYETACT-
cd ¢ HapylleHreM (YHKUUI OPYTUX OPraHOB U CUCTEM
3a cYeT ’MIOAMHAMUY, MeXaHUIeCKOM e opMallii BHY-
TPEHHUX TOJIOCTEl, TTOBBIIIEHHOTO YPOBHS MPOAYKTOB
pacrnana MbIIIEYHOM TKaHU. JleTaabHbIN UCXOA HacTyrnaeT
B Bo3pacte ot 20 mo 30 JieT, KaK IpaBUJIO, U3-3a OCIOXHE-
HUI KapAMOMHUONATUH, a TAKXKE MPOrPECCUpYIONIeit cep-
JIEYHOM U AbIXaTeJbHOI HeToCTaTOUHOCTH [1, 2].

[Ipu Ha3HaYeHUU Tepanmuu HeOOXOIUMO YYMTHIBATH
KOCBEHHBIC 3aTpaThl Ha JieYeHUE, peadMIUTALIUIO U IO/~
Jiep>KaHue KayecTBa Xu3HU naieHTos ¢ [IM/1 [iomieHHa.
DT0 IBJIAETCS BAXXHON 0COOEHHOCTBIO TaHHOTO COCTOSTHUS,
pPaBHO Kak 1 TOT (haKT, 4YTo OpeMs 3aTpar Ha IyIy Hacese-
HUSI YBEIMYUBACTCSI 10 Mepe MPOrpeccupoBaHus 3aboie-
BaHud [1, 2].

bazoBoii Tepanueit [IM/] /liolieHHa SIBJSIIOTCS TITI0O-
KOKOPTHUKOCTEPOUIBL. VX MpUMeHEeHUE ITO3BOJISIET OTCPO-
YUTh YTPATy CIIOCOOHOCTH K CAMOCTOSITEIbHOMY Iepe-
JIBUKEHUIO, a TaKXe JOCTOBEPHO MOJIbIIE COXPaHSTh
(byHKIIMIO BEpXHMX KOHEUHOCTEI U BUTAJIbHbIE (DYHKIIMHI
pecnupaTOpHbBIX MBIIIL U MUOKapaa [1, 2, 4].

ITaTtorenernueckas repanusa IIMJI TiomenHa MeToa0M
3K30H-CKHNNMHra. B TeueHMe mocienHuX JeT ObICTPO pa3-
BUBaeTcs TMaTtoreHetuueckas tepanus [TM/] diomieHHa,
HalleJIeHHas Ha yBeJIMYeHUe CUHTe3a Oeika IMCTpodUHAa.
Pa3paboTtka 3¢ (heKTUBHBIX TTOAXOA0B MpHBEIa K MOsIBJIe-
HMUIO psifia TIperapaToB, OM00PEHHBIX LIS ITATOTeHETUYEC-
KOTO JICUCHUST JTAaHHOTO 3a00JieBaHMS B Pa3HBIX CTpaHax
B YCKOpeHHOM Topsiake. OmHaKko, K COXaJIeHUIO, HU OTUH
M3 CYIIECTBYIOLINX METOIOB ITOKA HEe CITOCOOSH BOCCTAHO-
BUTh ITOCTOSTHHYIO 9KCIIPECCHUIO MOJTHOPa3MEPHOIO JIC-
TpoduHa [3].

Tepanus [TM/] dioliieHHA METOIOM ITPOITYCKa 9K30HOB
(3K30H-CKUIIITMHTA) TI03BOJISIET BOCCTAHABIMBATD PAMKY
CUMTBIBAHUS TIPU CHHTe3¢e OesIKa JucTpoduHa 1 TeM ca-
MBIM IIEPEBOIUTD 3a00jIeBaHNe B (DEHOTUIIMYECKU Oojiee
msrkyto popmy — IIM/JI Bekkepa. Pe3ynbsraTom npomycka
5K30Ha Ha MOJIEKY/ISIPHOM YPOBHE SIBJISIETCST BO3OOHOBJICHHUE
CHHTE3a YKOPOYEHHOI0, HO (hYHKIIMOHAIBHO aKTUBHOTO
nucrpoduHa. biaronapst coxpanennio C-TepMHHAIBHOTO
JIOMEHa TUCTPOMUH CBA3bIBACTCS C CAPKOJIEMMOI MUOLIM~

Ta, hopMUpys TUCTPODUH-ACCOLIMUPOBAHHBIN IJIUKOIIPO-
TEHHOBBIM KOMILIEKC. AHTUCMBICIIOBBIE OJIMTOHYKJICOTHIBI,
Mpencrapisionme codoit pochopoanamuaaT-mMmopdoan-
HOBBIE OJIUTOMEPBI, BOCCTAHABIMBAIOT PAMKY CUNTHIBAHUS
3a CYET CIeIUMUUECKOro CBSI3bIBAHMS C IEJIEBBIM 9K30HOM
BO BpeMd CIUIAfiCMHTIA MPEALIECTBEHHUKAa MaTPUYHOM
PHK. BcnenctBue aToro B3auMoaeiiCTBUSI COOTBETCTBY-
0N 9K30H (HarmpuMep, 45-1) UCKII0YaeTCs U3 cOCcTaBa
3penoit MaTpuuHoit PHK, uTo oGecrnieunBaeT ero mporyck
1 BOCCTaHOBJICHUE OTKPHITOM PaMKU CYMTHIBAHUS TP
TocJIeAyoleM cuHTe3e Oeka. [Tpomyck KOHKPETHBIX 3K-
30HOB ITO3BOJISIET MPOAOKUTH CUHTE3 MOJIEKYJIbI TUC-
TpoduHa [3]. B KmnHUYeCKUX UCCIeIOBaHUSIX TTPOAEMOH-
CTPMPOBAHO, YTO MHAYKIIUS CUHTE3a TUCTpodUHA (Iaxke
TIPU TOCTYKEHU MUHUMAILHEIX (<0,5 %) ypoBHEi) cro-
co0cTBYeT (hopmupoBaHuio y rnamueHToB ¢ [IM] dommeH-
Ha MeHee Tskesoro ¢peHoruna [IMJ]I bekkepa ¢ 6onee
6JIarONPUATHBIM ITIPOTHO30M B OTHOILIEHUM IBUTaTEIbHOMN
dbynkuum [5].

[MpenapaTsl 111 3K30H-CKUITIIMHTA, TPUMEHSIEMbIC
B MUPOBOI1 mpakTuke 11 aedeHus [TM]I dromenHa, mo-
3BOJISIIOT TIponyckaThb 45, 51 u 53-i1 5K30HBI, OKa3bIBast
JIOCTOBEPHBIM TOJIOKUTEIbHBIN 3(pDEKT B OTHOIICHUHU
COXpaHEHUST KaK CIIOCOOHOCTH K CAMOCTOSITEIBHOMY TIepe-
JBIDXKEHMIO, TaK M pecrupaTtopHoit pyHkuuu. KinnHude-
ckue 3G dEeKTH MperapaToB s 9K30H-CKUIIITMHIA 00Y-
CJIOBJICHBI JOCTOBEPHBIM YBEJIMYEHUEM KOJIMYECTBA
nvcTpodrHa, TOATBEPXKACHHBIM METOIOM MMMYHOOJIOT-
TUHTA, ¢ IPaBUJILHOM JIOKaIM3alKeil 6e1Ka 1moja capko-
JemMoii [3].

JlaHHbIE MEXKIYHAPOIHBIX KIMHUYECKHX UCCJIETOBAHMIA.
KacumepceH — aHTUCMBICIIOBOM OJIMTOHYKJICOTH, T10-
3BOJISIOLIMI MPOMYCTUTD 45-1 5K30H U BO30OHOBUTH
CHUHTE3 TUCTPOdUHA Y MAIlMeHTOB, MMEIOIINX CITelndu-
yeckue aeeluu B rene DM D, mpu KOTOPBIX BOCCTaHOB-
JICHHME paMKU CYMTHIBAHUSI BO3MOXHO MMEHHO 3a CUeT
MpoTycKa JaHHOTO 3K30Ha [6]. Bcero takue memennu
BCTpeyvaloTcst mpuMepHo B 9 % Bcex ciryyaeB [IM/] [1io-
IIIEHHA Y COCTABJISIIOT 0KOJI0 13 % Beex aeneluii 5K30HOB
resa DMD [7].

IIpenapar kKacumepceH ObLT 0100peH YpaBieHUEM I10
CaHWTapHOMY HaA30py 3a KAYeCTBOM ITUIIIEBBIX IIPOIYKTOB
u meaukameHToB CIIIA (Food and Drug Administration)
25 dpespans 2021 . past neyenus [IM QiowenHa. Tepamus
IoKa3aHa IMalMeHTaM C ITOATBEPXKICHHBIMU MYyTaLIUSIMK
B reHe DM D, noaxoAsiiyMMu IS Mporycka 45-ro 3K30Ha,
6e3 orpaHMYCHUI ITO BO3PACTY U CTaTyCy aMOYJaTOPHOCTH.
Pelrenuie mpuHSITO HA OCHOBAaHUY TaHHBIX O 6€30MacHO-
CTH, TOJYYEHHBIX B X0¢ KIMHUYECKOTO MCCIIeIOBaHMS
4045—101 (NCT02530905). B 3TOM MHOTOLIEHTPOBOM paH-
JIOMU3MPOBAHHOM JABOTHOM CJICTIOM ILIallcO0KOHTPOJIM -
pyeMoM aByxaTarmHoM uccieaoBanuu I /11 cdasel ¢ ackana-
LMei M03bl M3yYalUCh O€30MacHOCTh, IIEPEHOCUMOCTh
1 (hbapMaKOKMHETUKa KacuMepceHa y naueHToB ¢ [TM]],
Jro1eHHa Ha Tiporpeccupylomx cragusx (n = 12). bonb-
muHCTBO (97 %) HexenarenbHbIX sBieHuit (HA) mpm
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eXXeHeIeIbHBIX BHYTPUBEHHBIX MH(Y3USIX KacUMepceHa
B TeueHue 148 Hend ObLIM JErKOil 1 YMEepeHHOI CTerneHu
TsekecTd. CitydaeB ITpeKpalleHUs] Teparuy WM CHYDKEHUST
o3kl KacuMmepceHa us-3a Hf 3adpukcupoBaHo He ObLIO.
Cepnesnbie HA pa3Buinck y 3 maliMeHTOB; OHU ObLIM pac-
LICHEHBI KaK He CBSI3aHHbBIC C IPOBOAUMBIM JICUCHUEM,
MTOJTHOCTBIO Pa3pelIMIMCh B X0O/I¢ MCCICAOBAHMUS U HE T10-
BTOPSUTMCH B JajibHeHIeM [7].

Takke TOCTYITHBI IIPOMEXYTOYHBIC TaHHBIC UCCIIEI0-
Banus 111 daser 4045—301 (ESSENCE, NCT02500381).
DTO MHOTOLICHTPOBOE JIBOMHOE CJIeNOe IIale00KOHTPO-
JIUpyeMoe KJIIMHUYECKOE UCCIIEeNOBaHUE MPEeIHa3HAYEHO
JUIS OLIeHKM 0e30macHOCTU M 3(P(HEKTUBHOCTU KacH-
MepceHa y aMOyaTopHbIX naieHToB ¢ [TM]I diomeHHa
(n=111; pangoMu3aiys B rpyIily mpernapara Wiu Ijaueoo
B cooTHoueHuu 2:1). INonyyeHHbIe MPOMEKYTOUYHBIE pe-
3yJIBTaThl MOATBEPAMIN OJIArONPUSTHBIN TTPohUIb 06e3-
ornacHocTu kacuMepceHa. bonpmHcTBO HS, pazBuBas-
IIKUXCSI TIPM €XeHEIeJbHBIX BHYTPMBEHHBIX MHQOY3USIX
KacuMepceHa B TeueHue 144 Hen, OuutH Jierkoit (87 %)
u ymepeHHoli (10 %) crernenu Tsokectu. [1almeHTOB, KO-
TOPBIM MOTPeOOBAIOCH OBl MpeKpalleHUe JeUCHUs WIN
CHIXEHME 103bI TTpenapata u3-3a H, ne 6bu1o0. Cepbes-
Hble HS oTMeuanuch y 4 mauMeHTOB U ObLIM aCCOLIMUPO-
BaHBI C HAJIMYKMEM 1ICHTPaIbHOTO BEeHO3HOTo nopTa. [1pu-
MEHEHME KaCUMepCeHa He COIPOBOXAAIOCH ITPU3HAKAMM
HEe(POTOKCUYHOCTH, KIMHUYECKN 3HAYMMBIMU Jlabopa-
TOPHBIMU OTKJIOHEHUAMMY WUIA YXYAIIEHUEM TTOKa3aTeNen
sJIeKTpoKaparorpaduu 1 sxokapauorpaduu. Takke moa-
TBepXaeHa 3(h(PEeKTUBHOCTh KACUMEPCEHA B OTHOIIIEHUM
YBEJIMYEHYS KOJIMYECTBA AUCTPODHHA U €T0 JIOKATM3aIUH.
Y Bcex MaleHTOoB, MOJIyYaBIIMX KACUMEPCeH, OTMEYaIoCh
MOBBIIIICHNE YPOBHS MPOITycKa 45-T0 3K30Ha I10 CpaBHE-
HUIO ¢ ucxoaHbM (p <0,001), a cpenHUil YpOBEHb IUC-
TpodMHA CTaTUCTUYECKM 3HAUMMO yBeaunumiacs ¢ 0,93
1o 1,74 % x 48-it nenene repanuu (p <0,001). BeisiBneHa
CTATUCTUYECKM 3HAYMMasl TIOJIOXKUTEIbHAST KOPPeJIsIys
MEXIy 9K30H-CKUIIIMMHIOM U BbIpaOOTKO# aucTpoduHa
(xoaddunmeHT koppensauym Crimpmena = 0,627; p <0,001).
DTO NMOATBEPKAAET, YTO CUHTE3 Oejika de novo ObLI 00y-
CJIOBJIEH UMEHHO TIPOIyCKOM 45-10 3k30Ha. Kpome Toro,
T10 pe3yJIbTaTaM UMMYHOMJIYOPECIIEHTHOTO UCCIIEI0OBAaHMS
y MalreHTOB, MOJyYyaBIIMX KaCUMEPCEH, MOATBEPXIeHA
MpaBUJIbHAs CyOcapKojieMMaTbHasT JIOKaIU3allus BOCCTa-
HOBJIEHHOTO JUCTpodurHa [8].

OO611as MpoaOJLKUTEIbHOCTh HAOMIOMEHNUS 3a Tally-
eHtamu ¢ [IMJI diomeHHa B paMKaxX KJIMHUYECKOTO HC-
cinenoBanusi ESSENCE cocraBuia 9 siet, BKitouas nepu-
on riobanbHoi manaemun COVID-19. UccnenoBaHue
3aBepIIMIOCh B OKTsI0pe 2025 I; B HAcTosIIIee BpeMsl IIPo-
JIOJDKACTCS aHAJIM3 JaHHBIX U IYOJUKYIOTCS TEePBhIC pe-
3ynbTaThl. B Xome mcciaenoBaHus ObLIO TPOJEMOHCTPH -
pPOBaHO KJIMHHUYECKOE MPEMMYILIECTBO KacuMepceHa.
K 96-i1 Heene y maliueHTOB OTMEYAIOCh 3HAYMMOE YITyd-
IIEHUE TTOKa3aTesIei 1I0 CpaBHEHUIO C UICXOMHBIM YPOBHEM:
yYBEJIMYMIACh CKOPOCTh MoAbeMa Ha 4 CTaHAApTHBIEC CTY-

TIEHM, CKOPOCTb XOILObI 1 Oera Ha 10 M, TUCTaHIIMS B TECTE
6-MuHYTHOM X0oABKOKI (Six-Minute Walk Test, 6MWT),
a TakoKe OOLIMI OasII IO 1IKajie OLIEHKM MOTOPHOI (PyHKIIMHI
«CeBepHas 3Be3na» (North Star Ambulatory Assessment,
NSAA). I1pu uckmoyeHur U3 aHanau3a JaHHbIX 134 manuy-
€HTOB, Ueil IBOMHOI CJIEMOI MepHro/1 COBMAJ C MaHAeMUEH
COVID-19, pe3ynsraThl CBUAETEIbCTBYIOT O CTATUCTUYEC-
CKHM 3HaYMMOM 3aMeIlJICHUM IIPOrpeccrpoBaHus 3aboie-
BaHus Ha 30 % B TeyeHue 2 JeT. B yacTHOCTH, IpM OlleH-
K€ CKOPOCTH TobeMa Ha 4 CTYIIeHHM pa3HMIIa 10 METOAY
HauMEHbIINX KBaapaToB cocTaBmia 0,12 mara/c (p = 0,05)
B T10JIb3y KaCMMEPCeHa 10 CPABHEHUIO ¢ IU1ale6o. Y mosy-
YaBIIUX MperapaT MallMeHTOB TAKXKe 0TMEYaIoCh CHIDKE-
HUE pUCKa KPUTUYECKOTO MaleHUss CKOPOCTHU IOAbeMa
(6onee yeM Ha 0,3 mara/c) Ha 31 %. IIpu 3TOM Bpems
JIO TIEPBOTO YXYILIEHUS JaHHOTO ITOKa3aTessl yBeIMYUIOCh
Ha 23 Hell OTHOCUTEJIbHO TpyMIlbl I1auebo. B moarpymnmne
nauueHToB ¢ [IM/] [JromeHHa ¢ TPOrHO3UPYyEMbIM YXY/I-
IIEHUEM MOTOPHBIX (PYHKIIMI B TeUEHUE CIEIYIOIIEeTO
roja Tepanusi KaCMepCeHOM 3aMeIsiia CHIKEHUE CKOPO-
CTU TIombeMa Ha 4 cTyrneHu K 96-ii Henene Ha 0,153 miara/c
(95 % nosepurenbhblii uHTepBan 0,018—0,288; p = 0,026).
Kpowme Toro, B BbIIeJIEHHOM OMHOPOIHOM KOTOPTE IMally-
€HTOB 0€3 9KCTPpEeMaJIbHbBIX NCXOIHBIX MTOKA3aTe/Iei TaKXKe
OTMEYAJIOCh KJIMHUYECKHU U CTATUCTUICCKM 3HAUMMOE 3a-
MeJICHUE CHYDKEHMSI JaHHOTO IapaMeTpa Ha 0,186 mara/c
(95 % nosepurenbHblid uHTEpBa 0,045—0,327; p = 0,010).
[Mpoduns GezonmacHOCTU B TeUEHHME BCETO IEpUOaa Ha-
OmrofeHust octaBajcs OnaronpusTHeM [9—11]. HA Ha
(oHe Tepanuu KaCUMEpPCEeHOM ObLIU MPEUMYIIECTBEHHO
nerkoit (88 %) wnm cpenneit (10,3 %) creneHn TSKECTH
M COITOCTABUMBIMU MPY CPaBHEHMHM TPYIIII JICUCHUST U TI1a-
11e60. CiyvyaeB mpeKpallleHUsT Tepaluyd U3-3a Pa3BUTUS
HA ne otmeueno [11].

JLONOJIHUTEIbHO OMyOIMKOBaHbI JaHHBIE O Ge30Iac-
HOCTHU 1 3((HEeKTUBHOCTU KacuMmepceHa y 11 mauueHToB
¢ I[IM/] droieHHa, TPMHUMABIIMX yJacTHe B KITIMHUYECKOM
ucciaenoBanu NCT02530905 u BrocsieACTBUM BKJIIOUEH-
HBIX B OTKPBITOE JOJITOCPOYHOE PACIIMPEHHOE UCCIeI0Ba-
Hrie NCT03532542 (2016—2023 rT). O6111ast IpoaoKUTEITb-
HOCTb Te€paluu IperapaToM coctaBmia 6 et [8, 9, 11].
YyacTHUKY vccenoBaHMs HA MOMEHT BKJIIOUEHUST UMeJTU
MO3[HIO amMOyJaTopHyto (mpoxoaunau He 6osee 300 M
B 6MWT) min paHHIOIO HeaMOYJIATOPHYIO CTaIuIO.

KoHeuHolf TOUKOil B TaHHOM aHaJIn3e SIBJISIICS I10-
KazareJib IIPOrHO3MPYeMOit (hOpCHPOBAHHOM KU3HEHHOM
eMkocTH JleTknx (P2KEJT), cKoppeKTHPOBaHHbIN C yIETOM
Bo3pacTa u pocta mmaryeHTa. CHkenue ®XKEJT y mam-
eHToB ¢ IIMJI /ljoneHHa HOCUT JIMHEMHBINA €XeromHbIi
XapakTep He3aBHCHMO OT MPUMEHEHMS TJIIOKOKOPTUKO-
crepounoB. B ncciegosanuu NCT03532542 y nmaieHTOB
B Bo3pacte 10—18 et 66110 0TMeueHo cHikeHne O2KEJT
Ha 8,17 % Ui KOHTPOJIBHOI KOTOPTHI €CTECTBEHHOTO Te-
yeHM 3a00JIeBaHKS U Ha 5,54 % U1 MalMeHTOoB, TToTyJa-
folux KacumepceH. Pasnuia cocrasuia 2,63 % (95 % no-
BepuTeabHbIN uHTepBand 0,75—4,52; p <0,01) B moanb3y
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KacuMmepceHa. Takke B 3TOM UCCIe0BaHIU OLIEHUBAJIOCH
IPOTHO3MPYEMOE BPeMsI 10 HACTYIUICHUST KJIIMHUYECKOTO
coobIThs — cHkeHus ®2KEJT o KpuTu4ecKnx 3HaYeHUIA
<60 % u <50 %. lnsg nmammeHToB B Bo3pacte 10—18 Jjer,
MOJIyYaBIIMX TEPaAIl0 KaCUMEPCEHOM, pa3HUIlA ¢ KOH-
TPOJILHOI KOTOPTOIl BO BpEMEHH 0 €TI0 JOCTHKEHMST CO-
cTaBMJIA:

» cumxenne OXKEJ <60 % — 2,6 rona;

» cunmxenne ®XKEJ <50 % — 1,4 rona.

OnHako y OOJIBIIMHCTBA MAIlEHTOB B IPYIINE Kacu-
MepceHa He 3adukcupoBaHo cHkeHnst XKEJT <50 %
[11,12].

ITpumenenne kacumepcena B Poccuiickoit ®enepanun
HayaTo B 2022 I y OTAEAbHBIX MALMEHTOB IO PELICHUIO
BpayeOHbBIX KOHCUIMYMOB (heepaibHbIX MEIULIMHCKUX
OopraHM3allMii, IIOCKOJIbKY JaHHBIN MpernapaT He 3apery-
CTPUPOBaH Ha TEPPUTOPUM CTpaHbl. PaHee ObLIM OIy0oJIH-
KOBaHBI JaHHbIE TIEPBOTO POCCHIICKOTO OMbITA IPUMEHE-
HUS KacuMepceHa y 6 manuenTos ¢ [IM/] diomenHa [13].
K MoMeHTy my0amKalyy HacTOSIILIEH CTaThbU IOSIBUIACH
BO3MOXXHOCTb ITPOAHAIM3UPOBATh PE3YJIBTaThl IPUMEHE-
HUs KacuMepceHa y 28 mauueHToB ¢ [IM]I dtonieHHa.

CpenHsisi TpoAoKUTETbHOCTh Tepanuu Ha 31.12.2025 co-
craBwia 22,9 (4—37) mec.

Ieab ucclienoBanust — peICTaBUTh POCCUMCKUIA OTTBIT
JieueHUs1 KacuMepceHoM nauueHToB ¢ [TM]] /romieHHa,
MOAXOISIINX TSI Tepallii METOIOM IpomycKa 45-ro aK-
30Ha.

Martepuanbi u metopbl

I1on HaOmoneHreM Haxoauaoch 28 mareHToB ¢ [IM/],
HollleHHa, MOJIydaBIliue TEparuio METOIOM IIpOITycKa
45-ro 3k30Ha. BceM mauumeHTaM NMpoBOAMIIACH OLIEHKA
(YHKIMOHAIBHOTO COCTOSIHUSI, AMHAMMKM TTOKa3aTeei
JaBuraresbHbIX TecToB (6OMWT 1 NSAA), a Takke mapame-
TPOB peCMpaTopHOi (PYHKUMM ¢ (pUKcalueil 3HaueHU |
®XEJI. U3 28 manmeHTOB Ha MOMEHT Hayayia TepaIrtvu
KacuMepceHoM 82 % HaxomwInCh Ha aMOyJIaTOPHOI CTa-
Iuu, U3 HUX 64 % — Ha paHHeil aMOyJIaTOPHOM CTamuu.
HcxonHble XapaKTepUCTUKY MAIlMEHTOB HA MOMEHT CTap-
Ta Teparuy KaCUMEPCEHOM MpPEeACTaBJIEHBI B Ta0I. 1.

CpenHuii BO3pacT NoTepyr aMOyJIaTOPHOCTH B JaHHOM
BeIOOpPKE cocTaBui 11,4 roma. Tomeko 3 (10,7 %) nanueH-
Ta IIOTEPSIN aMOYIaTOPHOCTD ITOCJIe MHUIIUAIINY Tepariiu.

Taomuma 1. Hcxoonsie XapakmepucmuKku nayuermos Ha MOMeHm Ha4anra mepanuu KacumepceHom

Table 1. Baseline characteristics of patients at the start of casimersen therapy

Ambulatory patients

Parameter All patients

Has cTaaus
n=18

CpenHuit Bo3pacT
(MUH.; MaKc.), JeT . .
Average age (min; max), 9.7(2;16) ez 1)
years
TIpuem rIroKOKOPTH- 96,4 (27)* 94,4 (17)*
Koctepounos, % (n):
Glucocorticosteroids
intake, % (n):

nediazakopT 66,7 (18/27) 76,5 (13/17)

deflazacort

TPETHU30JI0OH 33,3 (9/27)** 23,5 (4/17)

prednisolone

CpenHuit ToKa3aTeslb
10 TECTY 6-MHHYTHOM
XOIBbOBI

(MUH.; MaKc.), M
Average 6-minute walk
test (min; max), m

388 (150; 543)
n=19

414 (242; 543)
n=15

CpenHuit moKas3aTesb
o mkaye «CeBepHas
3Be3na» (MUH.; MaKc.),
OasuIbI

Average North Star
Ambulatory Assessment
(min; max), points

24 (9; 31)
n=13

24 (12; 31)
n=12

Pannsia amoynarop- Ilosmusis amOynarTop-

Non-ambulatory patients
Pannssa neamoy1a- Tlosmmsis HeamByia-
Had craaus TOPHAR CNAHH TOpPHAS CTAXUsA
n=4 n=2 n=4
12,8 (11; 16) 14 (13; 15) 13,3 (9; 16)
100 (4) 100 (2) 100 (4)
50,0 (2) 50,0 (1) 50,0 (2)
50,0 (2) 50,0 (1)** 50,0 (2)
289,5 (150; 414) HII HII
n=4 NA NA
9 HIT HIT
n=1 NA NA
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Okonuanue maén. 1
End of table 1

Ambulatory patients Non-ambulatory patients

All patients _
LigTET T T Pannsia avbynarop- Ilosmusis amGynarop- Pamﬁmﬁyna

Has cTagus Has CTaaus
n=18 n=4

Ilo3anssa HeamoOy1a-
TOpHAS CTAAUA

n=2 n=4

CpenHee BpeMs ITOIb-
S B S ST 7.73(3,2:150) 7,73 (3,2; 15,0) HI HIT
n=3 n=3

(MUH.; MaKc.), ¢
Average time to climb
4 steps (min; max), sec

NA NA

CpenHee BpeMs

cnycka ¢ 4 CynieHelt ¢ g 5 93,90 0y 8,9(2,93;20,0 HIT HIT
(MMH.; Makc.), ¢ 9 (’1’9:’3 0) 9 (’1’9=’3 0) - NA NA
Average descent time from

4 steps (min; max), sec

CpenHee BpeMst

T10 TECTY XOAbOBI/

£ o LU 5.62(4,4:7.21) 5,62 (4,4:7,21) HI HIT
(MUH.; MaKc.), ¢ n=>3 n=>3 - NA NA
Average time for 10 m

walk/run test (min; max),

Se€c

CpenHee BpeMsl TIOAb-

éma ¢ rioJia 484 (4,5;521)  4,84(4,5;5,21) HIT HIT
(MUH.; MakKc.), ¢ n=3 n=3 = NA NA
Average time to stand

(min; max), sec

CpenHss olleHKa

no PUL 1.2

(MUH.; MaKc.), 6aIbl
Average PUL score 1.2
(min; max), points

29,7 (19; 40) 21 32 29,5 (19; 40) 33 (30; 36)
n==6 n= n= n=2 n=2

Cpennsa O2KEJT

(MuH.; Makc.), % 84,3 (82; 86) 86 82 51
Average FVC n=3 n= n= n=
(min; max), %

CpenHuit o0IINiA CYET

no MFM32 . .

(MHH.; MaKc.), % 73,7 (:7=,9é 87,5) 86,61 (25;721, 87,5) _ _ :291
Average total score

by MEM32 (min; max), %

*O0un nayuenm He NOAY4AA MEPANUIO 2AIOKOKOPMUKOCMePoUudamy Ha MOMeHm Havana Habardenus (6ospacm 2 2ooa).

**Q0un nayuenm 6 npoyecce HabAOeHUs nepeulen Ha OepaazaKopm.

Ilpumenanue. 30eco u 6 maoa. 2: HIl — nenpumenumo; PUL 1.2 — Performance of the Upper Limb v. 1.2, uncmpymenm oyenku
@yHKYUU 8epXHUX KOHEYHOCMEl Y NAyUueHmog ¢ npoepeccupyioueil mviuieunot ducmpoguei Jiowenna; QXKEJ — gopcuposannas
acusHeHHas emkocmo aeekux;, MFM — Motor Function Measure, wikana ouenku QyHKUUOHANbHOU AKMUBHOCMU.

*One patient was not receiving glucocorticosteroid therapy at the start of observation (age 2 years).

**One patient switched to deflazacort during observation.

Note. Here and in table 2: NA — not applicable; PUL 1.2 — Performance of the Upper Limb v. 1.2, a tool designed for assessing upper limb function

in patients with Duchenne muscular dystrophy; FVC — functional vital capacity; MFM32 — Motor Function Measure 32, functional activity assessment
scale.
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Taomauna 2. Jlunamuxa 0CHOBHbIX QYHKIUOHAALHBIX HOKA3amenell Ha (oHe mepanuu KacuMepceHoM
Table 2. Dynamics of the main functional indicators during therapy with casimersen

-
1
o
[
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Ambulatory patients*

Non-ambulatory patients*

Parameter All patients Pannss neambyna- Ilosauss neamOyna-

Pannsa amoynarop- Ilo3musas amOyaaTop-

Has e A% o TOpHAsS CTAAUA TOpHAS CTAAUSA
n=18 n=4 n=2 n=4

A cpeiHero noxkasaTesist

10 TECTY 6-MUHYTHOM XO/Ib- 27 a7 _

GBI (MHH.; MAKC.), M (—187;608) 38 (n1=871’4608) P Hi Hi

A average 6-minute walk test n=15

(min; max), m

A cpenHero rnokasaresnst

o mkaje «CeBepHasl 3Be3- 0 _z. A& (.

na» (MUH.; Makc.), 6ajurbl (=7; 10) 1’(= ?’1,3,92 4’3 (= 27*’* 2) II_\I]E II-\IIE

A average North Star Ambulatory —n = 13****

Assessment (min; max), points

A CpeIHETO BpEMEHU MO b-

eMa Ha 4 CTylieHU! —1,85 .

(MMH.; Maxkc.), ¢ (—6,57; 0,35) _1’85’1(;6423; 0,35) — I;\IJAH Il-\IH/;I

A average time to climb 4 steps n = 4%

(min; max), sec

A CpeIHEeTo BpEMEHHU CITycKa —334

¢ 4 cTyneneit (—14,54;  —3,34 (—14,54; 1,30) HI HI

(MUH.; MaKc.), ¢ 1.30) = 4e — NA NA

A average descent time from n _ e

4 steps (min; max), sec

A cpeaHero BpeMeHH 1o Te-

cTy Xonp0b1/0era Ha 10 M —0,36 —0.36 (—0.65: 0 HIT HIT

(MUH.; MaKc.), ¢ (—0,65; 0) ’n =( 3*;* :0) — NA NA

A average time for 10 m walk/run ~ p = 3%¥*

test (min; max), sec

A CpeTHEero BpeMEHM MOab- ~0.83

eMa C roJja (MHUH.; MaKc.), ¢ (=2 41’_ 1,01) —0,83 (—2,41; 1,01) _ HI1 HII

A average time to stand n’= 3’**’* n = 3k NA NA

(min; max), sec

A cpenHeit otieHku o PUL 1.2 0.8

(MUH.; MaKc.), OaLIbl 2 0 —6 (—7; =5) 4 (0; 8) 0
(=7;8)

A average PUL score 1.2 n= é*** n=1%* n=2%** n=2 n=1

(min; max), points

A cpenteit ®2KEJT 16 3] 1 7

(MuH.; Makc.), % (7; 31) n= [ n=1 = n=1"

A average FVC (min; max), % n = JFrE

A cpeiHero o0IIero cueTa

o MFM32 —1,75 45 1

(MuH.; Makc.), % (—4,5; 1) n =’1 — — n=1

A average total score by MFM 32 n=2
(min; max), %

*Cmamyc Ha MOMeHmM HA4aAa Namo2eHemMu4ecKoli mepanuu KacumepceHoM.

**Y | nayuenma ucxo0Hvie OaHHble OblAU NOAYHEHDbL Yoice HA (hOHe AeueHUs KaACUMEPCEHOM.

**+Y 2 nayuenmoe ucxoonvie danHbvle ObiAU NOAYHEHbL YIice HA (POHEe AeHeHUs KACUMEPCEHOM.

**%xV 3 nayuenmos ucxooHsie 0anHble OblaU NOAYHEHbL Yice Ha (hoHe NeUeHUs KACUMePCEeHOM.

*Status at the start of pathogenetic therapy with casimersen.

**For 1 patient, baseline data were obtained during treatment with casimersen.

**%For 2 patients, baseline data were obtained during treatment with casimersen.

**%% For 3 patients, baseline data were obtained during treatment with casimersen.
|
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I1epBoliit TOTEpsT aMOYJIaTOPHOCTH B 13 JIeT, B caMOM Ha-
yaje JieueHus. Bropoii — B 11 nieT, Ha (poHe HeperyasipHO-
'O BBEJICHUS KaCUMEPCeHa 13-3a IepebOoeB B JICKApCTBEH -
HOM obecrieyeHuu. Tpetuit — B 17 JeT; y Hero mocie
repejioMa MeIUaJbHOTO MBIIIEIKA JE€BOIO KOJEHHOrO
cycTaBa U MMMOOWIM3AIMY B TeUeHUE 1 MeC CITOCOOHOCTh
XOIUTh (C ONOPOI Ha PYKY) BpEMEHHO BOCCTaHOBUJIACH,
OITHAKO Yepe3 HECKOJIBKO MECSILIEB OH OKOHYATEIbHO Iepe-
1IeJT M3 TTIO3AHE aMOyIaTOPHOI B paHHIO HeaMOy1aTop-
HYIO CTaJIMIo.

Bce manyeHTHl, HayaBIIMEe Teparuio KaCUMEPCEHOM
Ha paHHel aMOy/IaTOPHOI CTaauu, COXPaHWIN 3TOT CTaTyC
Ha 1aTy aHaJIu3a.

Pe3ynbTathbl

JduHaMKKa OCHOBHBIX (DYHKIIMOHAJIBHBIX ITOKa3aTe-
Jieil Ha (poHe TepanmuMu KaCUMEPCEHOM IIpeacTaBlieHa
B Ta0J1. 2. [IpoaHaIM3UpOBaHbI U3BMEHEHUST OT MUCXOIHBIX
3HaYeHMI Ha MOMEHT CTapTa Tepalluy J0 3HAaYeHUH,
OIpe/ie/ICHHBIX Ha TTOCJIEAHEM OCMOTPE M TIOCTYITHBIX ISt
aHanu3a Ha 31.12.2025.

Kak mpencraBieHo B Tabj. 2, MpakKTUYECKU BCe I0-
Ka3aTeJv IBUTaTeIbHbIX (PYHKUMI NallMeHTOB, JOCTYITHBIX
IJIS aHaJIu3a, IeMOHCTPHMPOBAIU MOJOXKUTEIbHYIO T1MHA-
MMKY Ha (hOHE JIeYeHUsI KACUMEPCEHOM.

IMoxa3zareas 6MWT yBemmuuncsa y 8 (57 %) w3 14 na-
LIMEHTOB Ha paHHEi aMOyJIaTOPHOI CTaauK, YbU JaHHbIC
OBbLIM TOCTYITHBI [UISI aHaJIM3a B TMHAMUKE, B CPEIHEM
Ha 138 M. ¥ 1 nmaumeHTa Ha paHHei aMOyIaTOpHOI CTaaumn
rokazaresib 6 MWT 3a ron Teparnuy He I3MEHWICS ¥ COCTaBHIT
460 M. Ipacdudeckoe oTpaxkeHVEe TMHAMUKHU TTOKa3aTeei
6MWT y 15 manueHTOB, YbM JaHHbBIC OBUTA JOCTYITHBI
JUI aHaIM3a B IMHAMUKE, ITPEACTaBIIcHO Ha puc. 1.

st ananuza pe3yasratoB mo NSAA B iMHaMuKe 10-
CTYITHBI TaHHBIEe 13 maleHToB. YIydllleHHe Pe3yIbTaToOB

oTMedaaoch y 5 (38 %) maluueHToB, CTaOMIbHBIC ITOKa3a-
e — Y 3 (23 %); Bce mallMeHThl HAXOAWINCH Ha paHHEe
ambynaTopHoii craguu. [Tokazatenu o NSAA B cpeqHeM
YBEJIMUMINCH Ha 3 6ajia y oTux nauueHToB (n = 8). CHu-
xeHure 6amtoB o NSAA otMmeuaitoch B 38 % citydaeB (n =5,
M3 HUX 3 MaleHTa UCXOIHO ObUIM Ha paHHel aMOysiaTop-
HOM cTaguu, 2 — Ha MO3AHEN aMOyJIaTOPHOI CTaauu)
B cpeaHeM Ha 4 6ajia. Y 1 mauueHTa Ha Io3aHel amOyia-
TOPHOI CTaAuM MPOU3OIILIO CHUXKEHUE Ha 7 OAJIJIOB IT0CIe
2 TIepeIOMOB KOCTEl ITpaBoil roJieHW, OJHAKO, HECMOTPSI
Ha JUIMTEJIbHYI0 UIMMOOMIM3ALIMIO TIOC/Ie TUIICOBAaHMS B Te-
yeHue 2,5 Mec, Ha (hoHe JIeYCHUST KaCUMEPCEHOM BOCCTa-
HOBUJIACh (PYHKIIMS XOABOBI ¢ ONAECPKKOM. ¥ 1 mariueHTa
Ha paHHel aMOyJIaTOPHOM CTaauu IIPU OTPHMIATEIBHOI
JuHaMuKe 1o NSAA oTMevanoch yiaydllleHue rmokas3areseit
6MWT (+23 m). ¥ | naumeHTa Ha paHHeil aMOyJTaTOpHOI
cTaguu Ha (poHe HeOOoIBIIOro yXyILeHus o0Lero 6auia
o NSAA (—3 6ana) oTMevaanuch yMEHbIIEHE BpeMEHH!
MmoabeMa M CIycka Ha 4 CTyleHM M oOllee yaydlieHue
JBUTATEIbHON aKTMBHOCTHU I10 CYOBEKTUBHOM OLIEHKE PO-
nuteneit. [paduueckoe oTpakeHre IMHAMUKY TIoKa3aTesei
TectTupoBaHMsl 1Mo NSAA mipeacTasiaeHo y 13 mauyeHToB,
YbU NaHHbIC OBUIM TOCTYITHBI IJi aHajdu3a B JUHAMUKE
(puc. 2).

Kak BunHoO u3 puc. 2, HauboJsiee BhIpakeHHas TEHACH-
LU K YXYAIICHUIO (PYHKIIMOHATBHBIX ITOKa3aTeleil oT-
MeJyaeTcsl y IallMeHTOB ¢ MCXOAHO HM3KMMU OajllaMu
o NSAA.

Dyukums BepxHUX KoHeuHoctell (Tectel PUL 1.2,
Bpyka) yayummnacek y 20 % (2 u3 10) maliMeHTOB W OCTa-
Basiach cTabmibHOM y 50 % (5 13 10) maieHToB, T. €. B 00JIb-
IIMHCTBE CJIy4aeB, TOCTYIHBIX IS aHAIM3a 3TUX IToKa3a-
teneit B puHamuke (7 u3 10). YxyaumeHue ¢GyHKLUU
BepXHUX KoHeuHocTel B 3 (33 %) ciydasix (n = 3) orMeua-
JIOCh y TOTO e TallieHTa, KOTOPHIi IiepeHec 2 mnepejioMa
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Puc. 1. Ilokazamenu mecma 6-munymHoii xo0b0bl y NAYUEHMO8 ¢ npoepeccupyroueli moluieuroli ducmpogueil JrouteHHa 6 duHamuke, HOAYHABUIUX KACU-

MmepceH BpedﬂbHOﬁ KAUHUYECKOU npakmuke, m

Fig. 1. Six-minute walk test over time in Duchenne muscular dystrophy patients treated with casimersen in real-life clinical practice, m
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CeH fx’peaﬂbHOﬁ KAUHUYECKOU npakmuke

Fig. 2. North Star Ambulatory Assessment score in Duchenne muscular dystrophy patients over time who received casimersen in real-life clinical practice

KOCTEl TOJIEHM C MOCIeAYIOEN JUTMTETbHON MMMOOMII -
3alMeid, a TakkKe y MalueHTa, Teparnus KOTopoMy Oblia
HayaTa Ha IT03aHel aMOYJIaTOPHOM CTaIuM.

Pe3yJIbTaThl BPeMEHHBIX TECTOB OLICHEHbI B IMHAMUKE
Y HECKOJIBKUX MaIlMEHTOB Ha paHHEe aMOyJIaTOpPHOI cTa-
Iy (Bpems oabeMa U cIycka ¢ 4 cTyneHeit — y 4; Bpems
Xoab0bI/0era Ha 10 M 1 BpeMs Togbema c moia — y 3).
CpenHue oKa3aTeJId BCeX TeCTOB IMPOAEMOHCTPUPOBAIU
MTOJIOKUTEJIBHYIO AMHAMUKY TBUTATEIbHBIX (DYHKIIMIA T1a-
LIMEHTOB.

OnucaHa cyObeKTUBHAsI olieHKa 3(D(HEKTUBHOCTU Te-
paruu KaCUMEePCEHOM POAMTEISIMM /JIeUallliMK BpadaMu
12 manmenToB. Pogutenu 10 (83 %) manueHTOB OO0 -
1 00 YBEJIWYEHWU Yy IETei NBUTaTeIbHOW aKTHUBHOCTHU
U BBIHOCJIMBOCTH, B TOM YMCJie y 1 MaleHTa Ha MO3IHei
aMOyJIaTOpHOM CcTaguu Uy 1 — Ha paHHel HeaMOy/IaTOpHOI
cramuu. Y 2 (17 %) nanyeHToB CyObEKTUBHO OTMEUEHA
CTabMIM3aIs COCTOSIHUS B TeYCHUE Iepuoaa JeueH st
KacUMEepCEHOM: y pebeHKa 2 JIET ¢ TPOAOKUTEIbHOCThIO
Tepanuu 19 Mec 1 y nalMeHTa Ha TTo3IHei HeaMOynaTop-
HOI CTaguM C MPOJOJLKMTEIBHOCTBIO Tepanmuu 23 Mec
(c 0OBEKTUBHOI cTabunau3auuei GyHKIUKU BEPXHUX KO-
HeyHocTel coryiacHo mkajne bpyka).

06cyxxaeHune

BesoracHoOCTh ¥ MEPEHOCUMOCTD TepaIuy KacuMep-
CEHOM OBLIM XOPOIIMMHU Y BCEX NMAllMEHTOB, YTO COJIACy-
€TCsI ¢ ONMYOJIMKOBAHHBIMU PE3yJIbTaTaMM KIMHUYECKMX
uccaenoBaHuii mpenapata. CorjiacHO MHCTPYKIIUU K TIpe-
rmapary, JIedeHre KaCMMePCeHOM TpeOyeT MOHUTOPHMHTIA
MOYEYHOU! (YHKIMU BCJIEICTBUE OMUCAHHBIX ClyyaeB
HEe(MPOTOKCUYIHOCTH Y JTAOOPATOPHBIX JKUBOTHBIX B TOKJIV-
HUYeCKUX ucciaenoBaHusx [15]. B Haliem HaOmoaeHUM
IUIST aHaJIM3a B JMHAMUKE ObLIM JOCTYITHBI ITOKa3aTeIn
ypoBHs 1ucTaTiHa C CHIBOPOTKM KPOBH, KOTOPBII SIBJISI-

€TCS ONTUMAJIbHBIM MapKepoM ITOYEeYHOW (GyHKIIUU
npu muoguctpoduu JromenHa, y 12 mauueHtos. [Toka-
3aTeNv 9 MaleHTOB HAaXOAWIMCh B pepepeHCHBIX Mpee-
Jax. Y 3 mauuMeHTOB OTMEYaloch IPEBBIIICHUE BEpXHEH
rpaHUIbl HOPMBI ypoBH nucTatuHa C. Y 1-ro manueHTa
HMCXOIHO OTMeYasjaoCh MOBbIIeHUEe A0 1,27 Mr/Mi npu
BepxHeil rpaHuiie Hopmbl 1,11 Mr/mi, 1 Ha oHe eueHus
rnokasaTesib yMeHbIIWICS 10 1,25 Mr/mit. Y 2-ro manyeH-
Ta MPH BBISIBJICHUM ITOBBIIIEHUs YpOBHs LucTaTuHa C
1o 1,14 Mr/mit oTCyTCTBOBaja OTpUllaTeIbHAsA JUHAMUKA
CKOPOCTU KJIyOOUKOBOI (hUIbTpalliu, MTallMeHT TPOa0II-
SKWJT TEPaNuio KaCUMEPCEHOM I0CjIe OCMOTpa HedpoJio-
roM. Y 3-ro naimeHTa MoBblllIeHHe YPOBHS ucTaTuHa C
no 1,18 Mr/mi ObUIO paclieHEeHO KaK He3HauMTeJIbHOE,
MaIMEeHT MPOA0JIKAET TEPANIO KACUMEPCEHOM.

IIpu oneHke 3(pPeKTUBHOCTH MPUMEHEHMUS MaTore-
HETMYECKOI Tepanuy KaCUMEPCEHOM B Hallleil BLIOOpKe
y 2 (89 %) manmeHTOB HabII0AaNMaCh MOJOXMTEIbHAsK
OMHAMUKa WM CTaOWUIM3aIvs TeYeHUs 3a00JIeBaHUS.
VYV 3 (11 %) nauueHTOB OTMEYaIoCh YXyIIIeHUE B BUIE
yTpaThl aMOYJIaATOPHOCTH ITOC/IC Havaa Tepalii Kacumep-
CEHOM, KOTOpOe OBUIO OOYCJIOBJIEHO ITO3IHUM CTapTOM
Tepallid, TIepepbIBaMU B 3aKyITKaX M BBEICHUM TIperiapara,
repesioMmoM. CpenHUil BO3pacT oTepy aMOyIaTOPHOCTH
B JaHHOM BbIOOpKe cocTaBui 11,4 roaa.

B MMpOBOI1 MpaKkTUKE OLIEHKA BIMSHUS KaCUMepCeHa
Ha KJIMHU4YeCKUe TToKa3areau rmanueHToB ¢ [1M/] JTiomeH-
Ha, BKJTI0Yasl aHAJIM3UpPyeMbIe B Hallleil paboTe mapaMeTphbl
(cKopocCTh NogbeMa Ha 4 CTYTIeHU, CKOPOCTh XOIbObI/Oera
Ha 10 M, pesynsratel 6MWT u NSAA), npoBoaniachk
B pamkax uccienoBanuss ESSENCE. Pesynsratsl cBUIe-
TEBCTBOBAJIY O OJIaronpUsITHOM 3 eKTe JeUeHs B TpyTIIe
KacHMepCceHa ITo CpaBHEHMIO ¢ Tuiatie6o. [1py aToM yncieH-
HOE IPEBOCXOCTBO PETUCTPUPOBATIOCH 10 BCEM UCCIICTY-
€MBbIM TI0Ka3aTeIsIM C HauOOJIbIIIMM IPEUMYIIECTBOM

TOM 16

57



TOM 16

58

HepBHo-mblweykbie OJIE3HH

Opueunanvhsie uccaedoeanus | Original reports

10 CKOPOCTHY NobeMa Ha 4 CTYIIEHU, YTO MOJTHOCTBIO CO-
[J1IacyeTcs ¢ JaHHBIMUY Hallero HaomoaeHus [11].

CiieyeT OTMETUTh, YTO ITOJIOXUTETbHAS TUHAMUKA
WY CTaOUIM3alsl COCTOSIHUS Ha (DOHE JICUSHUST Kacu-
MEpPCEHOM B HallleM HabJtoeHu ObuTa 00Jiee BhIpakeHa
y TTAallMEHTOB C UCXOAHO BBICOKMM OaijioM 1o NSAA (18
1 BBIIIE). DTO CBUACTENBCTBYET O HEOOXOAMMOCTY MaKCH -
MaJIbHO paHHETO HavaJjia Teparuu.

OrnpeneneHHas CJIOXHOCTh OLICHKM COCTOSTHUS T1a-
LIMEHTOB 3aKJIl04yajach B HEPEryJIsspHOCTU IIPOBEIEHUS
TECTUPOBaHUS 110 (DYHKIIMOHAJIBHBIM IIIKaJIaM, IIpUMe-
HEHMU HETUIMYHBIX UHCTPYMEHTOB (HaIlpuMep, IIKajl
XamMmepcMuT 1 RULM, 00bIYHO MCHOJB3yeMbIX TPU
CIIMHAJIbHOW MBIIIEYHOM aTpoduun), HECOOJIOACHUU
PEKOMEHIOBaHHBIX MHTEPBAJIOB MexXay BusnTamu (1 pa3
B 6 MecC), BBIIIOJTHEHUM TECTOB Pa3HBIMU CITeIIMaINCTa-
MM, a TaKXKe B Pa3IMYHOM YPOBHE COOJIIOACHMS CTaH-
napToB BeaeHus nauueHToB ¢ [IM/I [JroleHHa B perno-
HaX CTpaHBbI.

BbiBOAbI
BesomacHOCTb 1 MEpeHOCUMOCTD TepaIlliy KacuMep-
CEHOM OBbLTM B 11€JIOM XOPOIIMMH Y Bcex nmanueHToB ¢ [TM/]

HrouieHHa u3 Haleil Beioopku. HabmomaomumMu Bpa-
yaMu He ObLIIO BhISIBAeHO HOBBIX HS, BKilouas cepbes-
HBIE, KOTOPbIE HE ONMUCHIBAJIMCH paHee B paMKax KJIH-
HUYECKMX MCCcleqoBaHuii. Hu onuH M3 MallMeHTOB He
MpeKpaTui MpueM KaCuMepceHa BCIIEACTBIE Pa3BUTHS
Kakoro-nu6o Hf, accounupoBaHHOIO ¢ MPOBOAUMbBIM
JICUEHUEM.

Bce nmarmeHThI, HagaBIIMe MAaTOreHETUIECKYIO TEPAITHIO
KacHMMepCEHOM Ha paHHe aMOy/IaTOpHOI CTaIy, COXpaHH-
JIV 3TOT CTaTyC Ha JaTty aHainm3a. JJaHHbIi (DakT CBUIETETb-
CTBYET O BBICOKOH 3(h(PeKTUBHOCTH TIpernapaTa, CTabuiIn3a-
LMY COCTOSTHMS OOJIBHBIX, a TAaKKe O 1IeJIeCO00pa3sHOCTH
MaKCHUMaJIbHO PaHHETO CTapTa JICUCHWS.

IIpencraBieHHBIC BBIIIE TaHHBIE O OS30ITACHOCTH
¥ 3P HEeKTUBHOCTY TATOTCHETUYECKON Tepanmiy KacuMep-
ceHoM mnauueHToB ¢ [IM/I [IioiieHHa, UMEIOLIMX B TeHe
DMD nenenyin, oIesKaliye Tepariy METOIOM IPOITycKa
45-r0 5K30Ha, TOATBEPKIAIOT OJIarOIPUATHOE COOTHOIIIE-
HYE MOJIb3bI M PUCKa, a TAKXKE MOJIOXKUTEIBHOE BIUSHUC
npernapara Ha TedeHHe 3a0ojeBaHus. [1oaydeHHBIE pe-
3YJIBTAThl CXOIHBI C HAKOTUIEHHBIM OITBITOM IIPUMEHEHMST
paHee 3aperuCTpUPOBAHHBIX CPEICTB JIJIs 9K30H-CKHII-
TIMHTA.
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J1.0. lapKwweB1Y U ero BKNag B U3yyeHue
HepBHO-MbILEYHbIX 3a60/1€BaHUN

P.T. Taitdyraunos, C.P. Aiizatyios, A.A. Anekcaniposa

DI'BOY BO «Kaszanckuii eocydapcmeertbiii meouyunckui ynueepcumem» Munzopasa Poccuu; Pecnybauka Tamapcmat,
420012 Kazanw, ya. bymaeposa, 49

KoHTaKThI:

Pyctem TanratoBuy laindytanHos gaifutdinov69@mail.ru

B pa6oTe npepcraBneH aHanu3 HayyHoro Hacnepus npodeccopa J1.0. [apkiwesnya — o4HOMO M3 OCHOBOMONOXHUKOB
0TEYECTBEHHOI HEBPONOTHM, BbIAAIOLLErOCS HEBPONATOAOra U HelporucTonora. OCBeleH ero X13HEeHHbI# NyTb [0 CTa-
HOBNeHUA Npodeccopom Kadeapsl U KNMHUKN HEpBHBIX 6one3Heil MiMnepatopckoro KasaHckoro yHusepcuteta. MNokasa-
Ha K/l0YeBas Posib YYEHOro B UCCIE[0BAHUM HEPBHO-MbIWEYHOI natonorum Ha pybexe XIX—XX sekos. Ha ocHoBe aHa-
nu3a ero dyHaaMeHTanbHOro Tpyaa «Kypc HepBHbIX GoNe3Hen» U apXMUBHbIX GOTOMATEPUANOB U3 KOMNEKLUMU KINUHUKN
HepBHbIX HonesHel KasaHCKOro yHMBepcUTETa PacCMOTPEHbI OCHOBHbBIE HAYYHbIE JOCTUMKEHUSA YYEHOTO: UCCNEL0BAHUS
apTPOreHHbIX U LiepebpanbHbix aMMoTpodui, Knaccuduraums molwedHsix arpoduit. 0coboe BHUMaHME yaeNeHO posu
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Puc. 1. IIpogeccop J1.0. Hdapkuwesuu, 1907 e.
Fig. 1. Professor L.O. Darkshevich, 1907

B 2027 r. ucnionusiercst 140 et co AHS OCHOBaHUS
KJIMHMKU HEPBHBIX 00JIE3HEN MpU METUITMHCKOM (haKyIb-
tete Umneparopckoro KazaHckoro ynusepcutera. Mcro-
pust Kadenpbsl Hepa3pbIBHO CBsI3aHa ¢ UMeHeM JIuBepusi
Ocunosuya Jlapkuesuua (puc. 1), BHeclIero 0oJbIION
BKJIaJ B U3yYEeHUE HEPBHO-MBIILIEYHOM MaTOJOTUMU.

JIusepuit Ocunosuu Jlapkiuesud poauics 17 utomusa
1858 1. B SIpocnaBiie B ABOPSIHCKOI ceMbe BOEHHOTO Bpaya.
ITonyyuB obpazoBaHue B 5-ii MOCKOBCKOI T'MMHa3uu
B 1870—1877 rr., OH MOCTYNMUJ HAa MEAULIMHCKUI (PaKyJb-
TeT MOCKOBCKOTO YHUBEPCUTETA U OKOHYMJI €ro B 1882 In.
Co cTyaeHUYeCKOI CKaMbM OH TPOSIBISLIT OCOOBII MHTEpEC
K aHaTOMUU U (pU3MOJIOTUM HepBHOM cucteMbl. [lepuon
OCBOEHMSI Kypca HepBHBIX 00s1e3Hei moases JIusepus Ocu-
MOBMUYA K BBIBOAY O TOM, YTO MY HEOOXOIMMO MPOJOIKUTh
o0yJeHue 3a pyoexkoM IS 03HAKOMJIEHUS C TOCTUKEHM -
SIMM 3apYOEXKHBIX CITELIMATUCTOB B 00JJaCTU T'MCTOJIOTUU
HEpPBHOW CUCTEMBI.

B 1883 1., mojyyuB OT OTLIA YyTh JIM HE BCE HAKOTUIEH-
HbIe UM COepeKeHMsI, OH OTITPABUWIICS 3a TPaHUILy JUIs O3HA-
KOMJICHUS ¢ KIIMHUKAMU HEPBHBIX U TICUXUYECKUX 00JIe3-
Hell. B TeyeHue Tpex C MOJIOBUHOM JIeT NPeObIBAHUST BO
®pannun, Asctpumn u [epmannu JIusepuii OcumoBuy
OCBOWJT HOBEMIIIME METOIbI MCCIIEIOBAHMS TOTO BpEMEHH,
paboTas B KIIMHUKaX BeayIuX HeBposioroB EBpornsl: Bect-
danst, Mynka, Bupxosa, Mennenst, @nekcura u Illapxko.
3a 3To BpeMs1 UM ObLIO OMYOJMKOBAHO 15 HayYHBIX TPYAOB,
MPEeUMYIIECTBEHHO 1O (hU3MOJIOTUU U aHATOMMU 1IEeH-
TpaJIbHOM HEPBHOI CUCTEMBI.

I1o Bo3BpaleHun Ha poauHy B 1888 1. JIusepuit Ocu-
MOBUY MPEACTABUII K 3aIMTE JOKTOPCKYIO IUCCEPTALIMIO
Ha TeMy «O TIPOBOAHMUKE CBETOBOIO pa3ipake€HUs C CeT-
yaTOi O0OJIOYKM IIa3a Ha IJIa30[BUTaTEIbHBIM HEPB».
Brnaromapst ckpymyne3HbIM aHaTOMUYECKUM UCCIeI0Ba-
HUSIM U cepUH (DU3NOJIOTMYECKHMX IKCITEPMMEHTOB YUEHBII
BBISIBUJI M OXapaKTepHU30Ball pe(IEKTOPHYIO YTy 3pavKa,
a TaK>Ke BIIEPBBIE BBIICIVII CTPYKTYPY, KOTOPYIO 0003HAYMIT
KakK «BepxXHee sSIIPpo I1a30IBUTaTeIbHOTO HEPBa», BIIOCIE I -
CTBUM Ha3BaHHYIO sapom [dapkiuesuya [1].

YcenelnHas 3aluTa 1MccepTalii OTKPhLUIA eMY JOPOTyY
K 3BaHMIO ITPUBAT-A0LIEHTa B MOCKOBCKOM YHUBEPCUTETE
M TIO3BOJIMJIA HAYaTh MearOrMIeCcKyIo IesITeIbHOCT C UTe-
HMSI Kypca JISKIN «AHaTOMO-(DU3M0I0TMIeCKOe BBEICHUE
B M3y4YeHME HEPBHBIX O0Jie3Hel». JIo aToro, o mpuriare-
Huto npodeccopa A.A. KoxeBHukona, JI.O. JdapkiueBuy
B TeYeHUE 3 JICT IPOXOIMII OPAMHATYPY B €TI0 KJIMHMKE.

B centa6pe 1892 . mo pekomeHnausim B.M. bextepesa
u A.fl. KoxkeBHMKOBA OH 3aHSIJT OCT SKCTPAOpAMHAPHOTO
npodeccopa Kadenpbl HEpBHBIX 0oje3Helt MmmiepaTop-
ckoro KazaHckoro yHuBepcureTa. Jlekiuu mpodeccopa
JapkiiieBU4a OTIMYaIUCh JIOTUYECKOI CTPOMHOCTBIO, OpU-
TMHAJIBHOCTBIO pacCMaTpUBaeMbIX (haKTOB, ITPEBOCXOIHBI-
MM WJUTIOCTPALIUSIMM U JOCTYITHOCTBIO 11T yeBoeHMsI. [1o-
MyJIIPHOCTh Kypca HEPBHBIX 00JIe3HE! ObLIa HaCTOJIBKO
BEJIMKA, YTO CTYACHTHI PEIIWJIM COXPAaHWUTh JICKIIUU IJIsI
OyayIlIuX MOKOJIeHU, ¥ B 1898 . ObLT n3maH aurorpacdu-
yeckuit «Kypc HepBHBIX 00J1e3HEl», CO3AaHHBIN Ha OCHO-
BE UX PYKOITMCHBIX 3amuceii [2].

Bnaromapst akTUBHOM Hay4HO-MCCIEA0BATEIbCKOM
JIesITeIbHOCTU, KOTopylo pa3BepHya JI.O. [JdapkiueBud,
KJIMHMKA HepBHBIX OoJyie3Hell KazaHckoro yHUBepcUuTeTa
MPEBPATUIIACH B INIABHBIA LIEHTP HEBPOJIOTMYECKOM MBICTN
cpeny Bpaueil. B ocHoBe HayuHoIl AesTeqbHocT KazaH-
CKOI1 IIIKOJIBI HEBPOITATOJIOIOB TOI'O BPEMEHU JIEXKaJIo 13-
yYeHHME aHaTOMUYECKOrO0 CTPOCHHUS T'OJIOBHOIO MO3ra
M TIPOBOASIIMX ITyTel, a TAKXKE IMaTOJI0rMIeCKO aHATOMMM
HEPBHOI CHCTEMBI ITPU pa3HOOOpa3HbIX O01e3HsX. Kitto-
YEBBIM TIPUHITUIIOM CIYXXWJIO MAaKCUMAJIBHO MOJTHOE MC-
T0JIb30BaHKUE MOP(MOJIOrMYSCKIX JAHHBIX /15T OOBICHEHMS
KJIMHUYECKUX HaboaeHuit [3].

B nporecce cBoeit HaydHOI AesiTeIbHOCTY JIuBepuii
OcunoBuY co3na 6eclieHHbIN (hOTOAPXUB aHATOMUIECKMX
M TUCTOJIOTMYECKHUX MPETapaToB TOJIOBHOTO MO3ra 1 ITepy-
(beprueckoit HEPBHOI CHCTEMBI, a TaKXKe KIMHUIESCKHUX
Ha0JIOIEHNI NTALIMEHTOB, COXPAHMBILIMIACS 0 HAILIMX JHE.
Ha ob6opote kaxmoit (poTorpacduu coaepkarcsl KpaTKue
3aIMCH CBEACHUI O IMallMeHTe, ero 3a00JieBaHUU U JaTa
co3aaHus n300paxkeHus1 (pUc. 2), 4To MO3BOJSIO CUCTEMAa-
TU3UPOBATh UX MO BUIAM I1aTOJIOTUM U ITPU HEOOXOIUMOCTHU
OlICHMBATh TUHAMMKY KJIMHUYECKOTO Ipoliecca.

MeuTast MOJHOCThIO OCBOOOAMTH CTYJICHTa U Bpaya
OT HYXIbl B MHOCTPAaHHBIX yYeOHMUKAX U PyKOBOJICTBAX,
JI.O. JapkieBuY UCITOJTHWJI BOJIIO CBOETO IMTOKOMHOTO YU~
tens A.f. KoxesHukoBa. OH co3nan nepBoe B Poccuu
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OpUTMHAILHOE PYKOBOICTBO «Kypc HEpPBHBIX 00jIe3HER» Ha
pycckoM s3bike. [lepBbIii TOM TaHHOTO Tpyna ObUT U3MaH
24 wrons 1904 1. u Bkmovan 147 pucyHkoB u 8 Taduiy [4].
Han cBoum pykoBoactsoM JI.O. JapkieBud Tpyau-
CsI MHOTO JIET, COOMPpast OOIIMPHBIIA TEOPETUICSCKUI 1 KITH -
HUYeCKMi MaTepuat. OH IIpUBJIeKas K paboTe CBOMX KOJUIET,
YYEHHMKOB, JOKTOPOB MEIUIIMHBI, Bpadeil, pabOTaBIINX
B €ro JIabopaTopuH, a TaKXKe HEOAHOKPATHO I0JIb30BaJICs
coBeTaMu cBoero yuuTtens [S]. s 6ojee TOUHOro o0bsIc-
HEHUS TaTOJIOrM4YecKoil KapTuHbl JIuBepuit OcumoBuy
JIOITOJTHSUT TEKCT PUCYHKAMM MUKPOCKOIIMYECKUX MpPe-
IapaToB HEPBHOM 1 MBIIIICYHOI CUCTEM, a TAKXKE UCITOJb-
30BaJl oTorpaduu NarMeHToB ¢ pa3IMYHBIMU 3a00JIeBa-
HUSIMM, KaK COOpaHHbIE UM CaMOCTOSITEIbHO 3a MHOTHE

Puc. 2. [Tayuenm c noaunespumom caxpanvroeo cnaemenus. Cnpasa — npo-
geccop J1.0. Hapkuwesuu (a). Iloonuce Ha obopomHoii cmopore pomoepa-
uu, cdeaannas pykoii J1.0. apkuesuua (6)

Fig. 2. A patient with polyneuritis of the sacral plexus. On the right — Professor
L.O. Darkshevich (a). An inscription on the reverse side of the photograph,
made in the hand of L.O. Darkshevich (6)

TOJIbl, TaK Y 3aMCTBOBaHHBIC U3 (poTokoteku KoxeB-
HUKOBCKOT'O My3esl, KOTOPYIO JI00€3HO IpeaoCTaBUI
B.K. Pot, Bo3rnasnsaBimii Torna Kadeapy HepBHBIX 00-
Jie3Heir MOCKOBCKOT'O YHUBEPCUTETA.

B uznanum «Kypca HepBHBIX 00Je3Hei» JI.O. dapk-
IIeBUYa Mopa3uTeIbHasl JOCTYITHOCTD IMOAaY1 MaTepraja
COCENCTBYET ¢ (DYHIAMEHTAIbHOCThIO MOUIMHHOTO Hay4-
Horo uccienoBaHust. COBpeMEHHUKHM OTMETUIIN 3TOT TPYIL
KaK 3HaYMTEIBHOE SIBJICHYE U MEMUITMHCKOTO COOOIIECTBA
Poccun. Haubonbieit caMOOBITHOCTBIO U YBJIEKATEIbHO-
CTBIO OTJIMYAIOTCS Pa3/iesibl, MOCBIIIEHHbIE NHMEKIIMOH-
HBIM TOPaXXCHUSIM HEPBHOM CUCTEMbI, CUPUHTOMMETUMN
U HEBPOTUYECKUM COCTOSTHUSIM. OTHEIbHBIIM pa3nes OTBeleH
IaTOJIOTUU KOXHU, CYCTaBOB, KOCTHOI TKaHU U XeJie3 BHY-
TPEHHEU CEKPELIMU — acIleKTaM, STHOJIOTUICCKM CBsI3aH-
HBIM (B TOM YHMCJI€) C HEBPOJIOTHE, HO OTCYTCTBOBABILIMM
B IIPEXKHUX MOAOOHBIX U3naHusX. [IpnyrHy GOIbIIMHCTBA
MepevYrcaeHHbBIX HeayroB JluBepuit OcuUmoBUY BUIET
B PacCTPOMCTBE TPOGHUUECKOM MeITeIIbHOCTA HEPBHOM
cuctemsl [1].

Oco60e BHMMaHUE CICIYeT YACIUTb pa3aeiy o Lepe-
OpaJIbHBIX ¥ apTPONAaTUIECKUX aMUOTPOMUSIX, TTO KOTOPBIM
He3anoJro a0 u3gaHus coero Tpyna JI.O. JdapkiieBuy
OITyOJIMKOBAJI HECKOJIBKO CTaTell, BKIII0Yasl HaIIMCAaHHYIO
B 1903 . rmaBy O IMaTOJOTMYECKON aHATOMUM MBIIIILL
TSI HEMELIKOTO PyKOBOJACTBA IO IMTaToMOpPdOJIOru HEPB-
HOW CUCTEMBI.

ITaTtoreHe3 apTpOreHHBIX aMMOTPOGUIA TOITUE TOIBI
OCTaBaJICsSI 3aragKoi, IMEHHO IT03TOMY HauMHAIOLIUIA KK~
HunKcT JluBepuii OCUIIOBUY PN 3aHITHCS JaHHBIM
BorpocoM. B kHure [depoiiia 06 apTporeHHbBIX aMHOTPO-
duyeckux pedrekcax, Boiieaneit B ceetT B 1890 ., Oblia
BBICKA3aHa MBICJIb O POJIM HEPBHBIX KOPEIIKOB B MX BO3-
HUKHOBeHUU. Y JlapKilieBrYa MOSIBUIOCH TIPEATIONIOXKEHNE
0 TOM, YTO B Pa3BUTUU 3TOM MATOJIOTMU IPUHUMAIOT y4a-
CTHE LICHTPOCTPEMUTENbHBIC HEPBBI. YTOOBI ITPOIOIKITH
JIOTMYECKYIO 1IeTlh U MOATBEPIUThL TMIIOTE3Y, TOTpedoBa-
JIOCh TTIOCTaBUTh 3KCIIEPUMEHT. B pe3yibraTe uccieaoBa-
TeJIb IPUIIIEN K BBIBOAY, YTO CITMHAIbHBIC CETMEHTBI CII0-
COOHBI CAMOCTOSITEIFHO BBI3BIBATh Pa3BUTHE aTpodum Oe3
KaKoro-jaubo ydactusi uepedpalibHbIX pakTopoB. C mo-
KJ1amoM «ATpodust MBI TIPY CTpagaHUU CYCTaBOB» [6]
OH BBICTYNMJ Ha IV cbe3ne pycckux Bpaueir 5 stHBaps
1890 1., 4TO BBI3BAJIO IIMPOKUIA PE30OHAHC CPEIU MPUCYT-
cTByOIIMX. JlapKIlleBUY J0Ka3all, 4YTO apTponaTuu ody-
CJIOBJICHBI He LIepeOpaTbHBIMU BO3ACHCTBUSIMU, W BBISIBUJI
CIIOCOOHOCTh CITMHAJIBHBIX MEXaHU3MOB BBICTYIIATh B Ka-
YECTBE CAMOCTOSITEJIBHOTO (DaKTOpa MaToreHesa.

B 1891 1. B xxypHasie Neurologisches Centralblatt JIu-
Bepuit OcUIIOBUY OMYyOJIMKOBaJI CTaThio «OMUH Cirydait
MBILIEYHOM aTpoduu Tpu 3abojeBaHUN CYCTaBOB» [7],
HaIlMcaHHYI0 Ha 0a3e HaOmoaeHUT B MOCKOBCKOM KJIv-
HUKE HepBHBIX 0oJie3Heil. [TpoBens mociae cMepTH maiu-
€HTa JeTaJIbHOE MMKPOCKOITMYECKOEe UCCIIeIOBaHE HEPB-
HOI M MBIIIEYHOM CUCTEM Ha IIUIKOBBIX Iperaparax,
a TakKe Ha IMPOIOJIbHBIX M ITOIIEPEUHBIX Cpe3ax, UCCIeno-
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BaTeJIb IIPHUIIEST K BBIBOLY O TOM, YTO JaHHBIN CITydaii Ipe-
CTaBJIIET COOOI MPOCTYIO MBIIIEYHYIO aTpOMHIO IIPU MO-
paXXeHUHU CycTaBa 0e3 KaK1X-I1100 U3MEHEHMIA CO CTOPOHBI
LIEHTpaJIbHOI U Nepudeprnyeckoit HepBHOM cucTeMbl. Tak-
ke JIuBepmii OCUIIOBUY TTOTYEPKHYJI OTCYTCTBUE B JTaHHOM
CJTy4ae MUO3UTA, TEM CaMbIM OIPOBEPTHYB MPEATIOIOXKEHNE
0 TOM, YTO IIPUYMHOM apTPOreHHOI aMUoTpodur 00s13a-
TEJIBHO SIBJISICTCSI BOCTIAJICHUE MBIIIICYHOI TKaHU.

B ToM e xXypHajie aBTOp OIMcal ellle OAWH CIydaid
paHHelt aMuoTpoduM y mauueHTa 43 JeT ¢ TOTaJbHOM
MPaBOCTOPOHHEM remurierueii. I[lpencraBuB KJImHU4YEC-
KYIO0 KapTUHY M Pe3yJIBTaThl IIOCMEPTHOTO MUKPOCKOIIH-
YeCKOro UCCIeI0BaHUSI LIECHTPaIbHOI U nepubepruyecKomn
HEPBHOI cHCcTeMbl, JlapKIilleBUY ITPOAeMOHCTPUPOBAIT BbI-
PakeHHYIO HUCXOMSIIYIO AeTeHepalrio JIEBOTO MepeIHETO
M TIPaBOT'O JIaTEPaJIbHOTO MMPAMUIHBIX TPAKTOB, a TaKXKe
MHOXECTBEHHBIC 0Yaru IMOPakeHUsI B TOJJOBHOM MO3TeE.
MUuUKpOCKOITMYeCcKast KAPTHHA MBIIIII ITOPasKeHHOM CTOPO-
HBI COOTBETCTBOBAJIA ITPOCTOI MbIleuHOI atpoduu. [Tomy-
YEHHBIC Pe3YJIbTaThl MO3BOJIMIM OTHECTH TaHHOE HabJII0-
JIEHVE K KaTeropum 1epedpaibHbIX aMuoTpoduii [8].

Biaronapst KpOIOTIMBBIM UCCISIOBAaHUSIM B 00J1aCTH
apTPOTEHHBIX U LiepeOpalbHbIX aMmuoTpoduit JIusepuit
OcumnoBud JapKiieBud MoJydus IIpU3HaHUEe B HAYYHOM
COOOIIECTBE KaK BEMYIIWIA CIIEUATUCT I10 MaTOJIOTMU MbI-
IIEYHOI CUCTEMBI.

B «Kypce HepBHBIX 00J1€3HEl» OH MPEATOXUA Kac-
cupuxkaumno aMuotTpoduii (puc. 3), pa3aeauB UX Ha He-
BpONATHYECKUE Y MUOTIATUYECKUE, BBIIEIUB CTaOMIIbHBIC
U TIporpeccuBHBIE (hOPMBI, a TAKXKe yKasal Ha XapaKTep
MOpaXXeHUSI LIEHTPAJIbHOTO M MepuceprUIeCKOro OTAEIOB
HEPBHOI CUCTEMBI.

Ha ocHoBe aHau3a oTe4eCTBEHHON U 3apyOexkHOM
Hay4YHOI1 JIUTepaTyphl, a TAKXKE COOCTBEHHBIX KITMHUTYECKIX

T'pochunecian cpepa.
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Amyotrophia.

1. amyotrophia neuropathica.
A. a. n. simplex (stabilis).
B. a, n. degenerativa,
a) a, n. d, stabilis.
a) a. n, d. st. centralis.
B) a. n. d. st. peripherica.
b) a. n. d. progressiva.
@) a. n. d. p. centralis,
B) a. n, d. p. peripherica.
1I. amyotrophia myopathica (simplex).
a) a. m, stabilis.
b) a. m, progressiva.

Puc. 3. Knaccugpuxauus amuompodgpuii no J1.0. Hapkwesuuy. «Kypc HepeHbix
bonesneir», 1904, c. 398

Fig. 3. Classification of amyotrophies according to L.O. Darkshevich. “Course
of Nervous Diseases”, 1904, p. 398

HaOMIOACHUI 1 9KCITepuMeHTanbHbIX JaHHBIX J1.O. Jlapk-

IIeBUY TOJAPOOHO OIMcal MaToreHe3, KIMHHUYECKYIO

M TUCTOJIOTUYECKYIO KapTUHY 3a00JIeBaHUI 1JIsT KaXKIOTO

aHaTOMUYECKOro oTaesa. TeKcT ObUT TONoJHEeH oTorpa-

usiMu U3 cCOOCTBEHHBIX HAOJIIONEHUI, TO3BOJISIOIIUMU

YUTATEIIO IeTATbHO 03HAKOMUTHCS C BHEITHUMU ITPOSIB-

JIEHWSIMU TTaTOJIOTUI1 M U3YYUTh IMaTOMOP(OIIOTMYECKUE

HM3MEHEHUs.

Taxxe cienyeT ynmoMsHyTb Apyrue padotel Jlapkiue-
BUYa, UMEIOIIIME OO0JIbIIIOe 3HAUCHWE MJIS1 U3YYEeHUSI HEPB-
HO-MBbIIIIeYHOI naTojioruu. B onyonukoBanHoli B 1891 .
B XypHajne Neurologisches Centralblatt cratbe «O06 u3-
MEHEHMSIX B LIEHTPAJIbHOM CEIMEHTE IBUTaTeIbHOIO HEPBa
MocJie MOBPEeXAeHUsST TepudepruIeckoro cermeHTa» [9]
JapKiieBUY IMPUBEJ Pe3yIbTaThl CBOMX SKCIIEPUMEHTOB 1
MOTYEPKHY/T HEOOXOAMMOCTb JaJIbHEHIIIero N3y4eHUs JaH-
HOTO BOITPOCAa, MOCKOJIBKY CUMTAJI, YTO 3TO MOXET CIIO-
cOOCTBOBaTh MOHMMAHUIO MATOreHe3a HEKOTOPHIX (hopM
MBILIEYHBIX aTPO(Uii, B YaCTHOCTU IPOTPECCUPYIOIICi
MBIIIEYHOM aTpoduu.

Ha 3acenanuu MockoBcKoro odiiecTBa HEBpOIaTo-
JioroB u nicuxuatpoB 20 ceHTsa0ps 1891 . JTuepuii Ocu-
MOBMY MPEACTAaBUII CIIydail XpOHUYECKOTO TTOJIMOMHUETUTA
y 48-11eTHETO MalleHTa ¢ IPOrpeCcCUPYIOIIEii C1ab0CThIO
¥ aTpodueil MBI IIeU, CIUHBI, BEPXHUX U HIDKHUX KO-
HeyHocTeit. OcyIecTBUB IIOCMEPTHOE MUKPOCKOITNYECKOE
ucciaenoBaHue, JapkineBud nmposes nudhepeHINaTbHYIO
JIWAarHOCTUKY ¢ OOKOBBIM aMHUOTPO(HUECKUM CKIEPO30M
M OTHEC JaHHOE HaOII0AeHIE K XPOHUYECKOMY ITOJIMOMU-
enuTy. BEIBOIbI aBTOpA OATBEPXKIAIOTCS MHEHUSIMM TTPO-
deccopa A.A. KoxeBHukosa u goktopa B.K. Pota, BbI-
CKa3aHHBIMU TIPU OOCYXIAEHUU 3TOT0 KIMHUYECKOTO
ciyyas [10].

ITo yrBepxneHuto JapkineBuda, mpu 60KOBOM aMHUO-
Tpo(HUECKOM CKJIepo3e aTpocusi MBIIICUHBIX BOJJOKOH
MIPOMCXOIUT IPYIMIIaMU, YTO MO3Xe ObLIO ITOATBEPXKICHO
JIpyruMU ucciaegaoBareasamu [11].

BnocnencrBun 1-it Tom «Kypca HepBHBIX 0osie3HEH»
Tepen3aaBaICsl HECKOJIbKO Pa3 Co 3HAUMTETbHBIMU M3MEHE-
HMSIMU U IOTNIOTHEHUSIMU. KpoMe Toro, ObUIY TTOATOTOBJICHbI
M OMyOJIMKOBAHBI 2-1 1 3-11 TOMa, BBILIEIIINE B HECKOJIBKIX
BoInycKax. B obueii cioxuoctu JI.O. JdapkieBuy onucat
6oJiee 10 BUIOB HEPBHO-MBIIIIEYHOM MTATOJIOTUU:

* apTponaTU4ecKue U 1liepeOpaibHbIe MbIIIEUHbIE aTPO-

Gbuum;

cTabuabHbIE (OPMBI aMUOTPOUU TPU TEepeaHEM

OCTPOM ITOJTMOMUENNTE Y ACTE 1 B3POCIIBIX, XPOHU-

YEeCKOM TOJMOMMENINTE, HEHTPAJIbHBIX MMEIUTAX,

reMaToOMUEIUSX, TUCCEMUHUPOBAHHOM CKJIEPO3€;

* aMuOTpOGUM NP HEBPUTAX;

* MporpeccuBHbIe (HOPMBI LEHTPATBHBIX aMUOTPODUI
pu OOKOBOM aMUOTPO(PUIECKOM CKIIepO3e, CUPUH-
TOMMENIUM, CIIMHAIbHYI0 amuoTrpoduo BepmHura—
TodppmanHa;

* pasauyHbIe (DOPMBI ITPOrPECCUBHBIX TIepH(PEepUICCKUX
aMUuoTpoGuit.
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Puc. 4. [lepeuviii psd caesa nanpaso: neuritis plexus sacrolumbalis sinistri, ampoghus mbiuiy, u anecme3us 1e60t HuxcHell Koneunocmu, poliomyelitis anterior
subacuta s. chronica, ampogus My, Haonaeuwvs u niewa moi u dpyeoi cmoponsl; poliomyelitis anterior acuta infantum, neepaavras amuompogus llap-
xo—Mapu—Tyma, «6ymoinounvie» noeu, cmonwst Dpudpetixa. Bmopoii pso caesa nanpaeo: sclerosis lateralis amyotrophica; demckas gpopma npoepeccugroi
Mbieunoi ampoguu (nabaroodenue B.I1. Ilepsywuna); syringomyelia, ampogus MeaKux Mbluily, KUCMU PYK, 1€6asi PYKa 8 NOA0NCEHUU <nmu4bell 1anvl»
(u3 Koanexyuu ghomozpagpuii KoxicesHuKo8ckoeo myses). [lpusedenvie onucanus 63samol ¢ 00pAMHOU CMOPOHbL RPeACMAgAeHHbIX homoepaguil

Fig. 4. First row from left to right: neuritis plexus sacrolumbalis sinistri, muscle atrophy and anesthesia of the left lower limb; poliomyelitis anterior subacuta
s. chronica, atrophy of the muscles of the upper arm and shoulder of both sides; poliomyelitis anterior acuta infantum,; Charcot—Marie— Tooth neural
amyotrophy, “bottle” legs, Friedreich’s feet. Second row from left to right: sclerosis lateralis amyotrophica; infantile form of progressive muscular atrophy
(observation by V.P. Pervushin); syringomyelia, atrophy of the small muscles of the hand, the left arm in the “bird’s paw” position (from the collection
of photographs of the Kozhevnikov Museum). The following descriptions are taken from the back of the presented photographs

K ommcaHuio Kaxmoil IaToJoTuu aBTOp IpuJjarail
¢oTtorpauu MaluMeHTOB U3 COOCTBEHHON MpPaKTUKU,
a TakxKe 13 KinHudeckux HaomoaeHuit B.I1. TlepByiiumHa,
B.K. Pora, A.5l. KoxxeBHMKOBa (puc. 4).

®otorpacduu B dyHnameHTanbHoM «Kypce HEpBHBIX
00JIe3HEe» CTaI UCKITIOYUTETbHBIM MHCTPYMEHTOM KJTH -
HMYECKOTO aHaJIM3a U CUCTeMaTU3alliy 3HaHUIi 00 aMHO-
Tpodusx. Ha pydexe XIX—XX BekoB MeIuIIMHCKAas

dotorpadus ToJIbKO HAUMHAIA YTBEPXKIAThCSI KaK METOJ
00BbEeKTUBHON gokyMeHTauuu, u JI.O. JapkiieBud Bbl-
CTYNWJI OMHUM U3 €€ IIMOHEPOB B POCCUICKOI HEBPOJIO-
rur. OH co30aJT MOJTHOLICHHYIO BU3YaIbHYIO 0a3y JaHHBIX,
MO3BOJISIBIIIYIO OTCJIEKUBATh TMHAMMKY ITaTOJIOTMYECKO-
o Tpollecca Ha pa3HbIX cTanusax. PoTorpacduu naueH-
TOB ITO3BOJISIIOT ITPOCJICAUTD XapaKTepHbBIE 1JIs1 HEBpalb-
Holt amuoTpopuu Iapko—Mapu—TyTa U3MeHeHUs
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10 TUIY «OyTBUTOYHBIX» HOT M cTomnm Ppuapeiixa, a mpu
MPOTPECCUPYIONIEH MBILLIEUHON TUCTPODUUN — TUTTMIHYIO
MCEBIOTUIIEPTPOGUIO MBI U UBMEHEHUE OCAHKU 00JIb-
HOTO.

«Kypc HepBHBIX 00JIe3HE» CTal HACTOJBbHOIM KHUTOM
JIJIsI HECKOJILKUX TTIOKOJICHUI HeBpoJioroB. B aTom ¢yHaa-
MEHTaJbHOM Tpyne Kaxaas ¢hopMa HEPBHO-MBIIIEUHOMN
MaToJOruu ObLIa MpeAcTaBieHa XUBBIM KJIMHUYECKUM
MOPTPETOM.

JI.O. lapkieBuY 3a105KWJT CTAaHIAPTHI KITMHUYECKOTO
MBIIUIEHUS: OT TOYHOTO OMMCAaHUsI CUMIITOMA K ITIOHUMa-
HUIO CTPYKTYPhI O0JIE3HU U €€ HO30JI0TMYECKOI CAMOCTO-
areabHOCTU. B XX Beke 3TOT moaxoid cTaa OTIpaBHOM
TOUYKOM JJ151 KJIacCU(PUKALIMU TTaTOJIOTU, MOJIEKYJISIPHO-

TeHETUYECKOTO aHaIM3a U pa3paboTKU TepareBTUICCKUX
MOAXOI0B.

Jlusepuit Ocunosuy JlapKileBU4 — BbIIAIOLIUICS pOC-
CHUICKUII Bpay-HEBPOIIATOJOT U HEWPOTUCTOJIOL, OAUH
13 OCHOBOITOJIOXKHMKOB OT€YEeCTBEHHOM KIIMHMYECKOM He-
Bposiorun. Ero BKi1aa B M3ydeHre HepBHO-MBIIIIEYHOM IaTo-
JIOTMY OBUT MHOTOTPaHHBIM M HOBaTopcKuM. baromapst riy-
OGOKMM HCCJICIOBAaHUSIM YYESHBII C(hOPMYIMPOBAIT KITIOUEBbIE
MPUHITUITBI TIOHUMAaHUST TIPUPOJIBI MBIIIEYHBIX aTpOhUii
M ChITPaJl BAXKHYIO POJIb B M3yYEHUU IPYTUX HEPBHO-MbIIIICY-
HBIX 3a00JIeBaHMiA, a ero (poTorpacprueckoe Hacjaeaue, 3a-
JIOKMBILIEE CTAaHIAPTHI BU3YaJIbHOM IMarHOCTUKU B COBpE-
MEHHOM HEBPOJOTUH, CTAJIO LEHHEHIIUM TOCTOSHUEM
Ka3aHCKOi1 HEBPOJIOTUYECKOM IITKOJIBI.
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He3aBucuMoe coyeTtaHue 6onesHemn
B HeMporeHeTUKe: KNMHUYEeCKue HabnoaeHus
U 0630p uTEpaTypsl

I.E. Pynenckas, A.C. Kyanna, E.A. Meabnuk, U.B. Illapkosa, T.C. Haropaosa, B.B. Mycarosa, I1.A. Yaycosa,
A.A. CrenanoBa, ®.M. Bocranosa, E.JI. lanamu, JI.A. Becconona, /I.M. I'ycesa, K.I'. 3a0ynckas,
E.H. Cononosuukosa, O.A. Illaruna, A.®. Myprasuna, O.I1. PopkkoBa

DIbHY «Meduko-eenemuueckuii Hayunoiii yenmp um. akad. H.Il. Bouxoea»; Poccus, 115522 Mockea, ya. Mockeopeuve, 1

KoHTaKThI:

lanuHa EBreHbeBHa PyneHckas rudenskaya@med-gen.ru

CoueTtaHHas HacnepcTBeHHas natonorus (“double trouble”) y nauueHTa u/unu B cembe, cunTaBLIasncs 60bLON peaKoCTbIo,
C pa3BUTUEM COBPEMEHHbIX METOAOB reHeTUYeCKOW AWMArHOCTUKMW BbiABASETCA BCe Yale. OnucaHbl 13 nauueHToB
u3 12 ceMeit ¢ 2 HaCNeACTBEHHbIMU GONE3HAMU HEPBHOM CUCTeMbI, BepuduumuposaHHeiMu JHK-aHanu3om. B cnektpe
OonesHeit 23 Ho3oM0rMYeCKue GOPMbI, BKNtOYAsA pag peakux. Ciydau pasnuyaioTcs no fUarHoCcTUYecKoMy nyTu (KNUHU-
Yeckue fuarHo3bl 2 6one3Heil U ux NabopaTopHoe NoATBEPXKAEHWe; HeOObIYHAsA KapTUHA NepBOi 60NE3HU U LieneHanpas-
NIEHHbII NOUCK BTOPOW; HEOXMAAHHbIE HAXOAKM NPU MONEKYNAPHO-reHeTUYecKoM o6cnesoBaHnu) u metofam JHK-aHanusa
(BbICOKONPOM3BOAUTENbHOE NAapaNeNbHOE CEKBEHUPOBAHUE: NaHebHOE, NONHOIK30MHOE, MOJIHOFEHOMHOE; TapreTHble
MEeTOfbl: CEKBEHUPOBAHUE OTAENbHBIX FEHOB, MOWUCK YACTbIX NATOTEHHbIX BAPUAHTOB; MONEKYNAPHO-LUTOrEHETUYECKHE
MeTOAbl). B uncne HalifleHHbIX BAPMAHTOB reHOB 8 paHee He onucaHHbIX. Cnyyan 06CyAatoTCA B CONOCTaBNEHNUU C IUTe-
paTypoii, nocesweHHoi HeliporeHeTnyeckum “double troubles”.

KnioueBble cnoBa: HacneacTBeHHas 6one3Hb HEPBHOI cucTeMbl, codeTanue, “double trouble”, BeicokonpoussoauTensHoe
napanienbHoe cekBeHupoBaHue, TapreTHas [JHK-guarHocTmka, AMarHocTMyeckuit NoucK, HeoXuaaHHas HaxoAKa, HOBble
BapWaHTbI reHOB

Ana uutupoBanus: PygeHckas I.E., KyuuHa A.C., MenbHuk E.A. u gp. He3aBucumoe couetanme 6onesHeii B HeilporeHe-
TUKE: KNTMHWYecKue HabnofeHus n 0630p nnuTepatypsl. HepBHO-MbiweyHble 6onesHu 2026;16(2):86—99.
DOI: https://doi.org/10.17650/2222-8721-2026-16-2-86-99

Independent coexistence of diseases in neurogenetics: case reports and literature review

G.E. Rudenskaya, A.S. Kuchina, E.A. Melnik, 1.V. Sharkova, T.S. Nagornova, V.V. Musatova, P.A. Chausova, A.A. Stepanova,
F.M. Bostanova, E.L. Dadali, L.A. Bessonova, D.M. Guseva, K.G. Zabudskaya, E.N. Solodovnikova, O.A. Shchagina,
A.F. Murtazina, O.P. Ryzhkova

Research Centre for Medical Genetics; 1 Moskvorechye St., Moscow 115522, Russia

Contacts:

Galina Evgenyevna Rudenskaya rudenskaya@med-gen.ru

Combined hereditary pathology (“double trouble”) in a patient and/or family, previously considered a rarity, is being
identified increasingly often due to the development of modern genetic diagnostic methods. We describe 13 patients
from 12 families with two hereditary diseases of the nervous system, verified by DNA analysis. The spectrum of diseases
includes 23 nosological forms, including a number of rare ones. The cases differ in their diagnostic pathways (clinical
diagnoses of two diseases and their laboratory confirmation; an unusual clinical presentation of the first disease followed
by a targeted search for the second; unexpected findings during molecular genetic testing) and DNA analysis methods
(massive parallel sequencing: panel, whole-exome and whole-genome sequencing; targeted methods: sequencing
of individual genes and testing for common pathogenic variants; molecular cytogenetic methods). Among the identified
gene variants, 8 have not been previously described. The cases are discussed in comparison with literature data on
neurogenetic “double troubles”.

Keywords: hereditary nervous disease, coexistence, “double trouble”, massive parallel sequencing, targeted DNA test,
diagnostic search, unexpected finding, novel gene variants
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HacneactBenHsle 6one3nu HepBHoI cricteMbl (HBHC)
peIKu B rpy3e HEBPOJOTMYECKOM IMaToJI0TMM, TeM Ooee
penaxkuM Kaxertcs: coyetanue pasHbix HBHC y manmenra
1/WJIU B CEMbE, OJIHAKO B JIUTepaType HAaKOILIEHO HEMAJIO
TaKux onmucaHuii. X 41ciio 3HauuTeTbHO BEIPOCTIO B TI0-
CJIeIHUE TOIbl C Pa3BUTHEM METOMIOB BHICOKOIIPOU3BO-
IUTEJILHOIO mapajieiabHoro cekBeHupoBaHus (BIIC),
MPUHLUMITMAIBHO PACIIMPUBIIUX AUATHOCTUYECKUE BO3-
MOXHOCTH. B oTiimume oT KoMopOMIHOCTH (ITaTOTeHETH -
YeCKOI B3aMMOCBSI3M 00JIe3Hel ), HaCIeACTBEHHBIE 00JIe3-
HU COCYILIECTBYIOT He3aBUCUMO. BripaxkeHue “double
trouble” («aBo¥Has MpodJieMa», «ABOIHas Oefa»), BBEICH-
HOE B aHIIMUCKYIO JIeKCHKY YuiabsamoM lllexcriupom
U TpUllleflliee B MEAUIIMHY B 3HAYEHUM «IBOMHasI 00-
JIE3Hb», CTAJIO TOYTH HayYHBIM TEPMUHOM, B TOM 4YKCIIE
B KJIMHUYECKO# HeliporeHeTuke [1—5]. OnrcaHbl KoMOU-
Haluyuy Jaxe 3 HacJIeICTBEHHBIX Ooe3Hel (“triple trouble™),
Bkmovatome HBHC [6—9]. [pencraBieHuIo o coyeTaH-
HOW MMaTOJIOTUU IMPOTUBOITOCTABISIIOT UICIO €AMHCTBEHHO-
IO IMarHo3a Kak 060Jjiee BEpOSITHOTO, IIPUBOIS B €€ T0JIb3Y
dunocodckuit mpuHIMI 6puTBbl OKKama: «OmHO, camoe
MPOCTOE, OOBSICHEHUE, CKOPEE BCEro, BEPHO — JIMIITHEE
oTceKaeTcs». B mpoTrBOBeC IUTHPYIOT U3PEYCHUE aMepH-
KaHckoro Bpaua JIxk. Xukama: «Kaxaplii MOXeT MMETh
CTOJIBKO 00JIE3HEl, CKOJIBKO eMy 3abJiaropaccyaurcs». JIBa
MPUHLIMIIA HAXOMAT oTpaxeHue B myoaukanmsx [10—13].
Ha npuMepe KITMHMYECKOI1 HEPOreHETUKY MOXKHO BUIETh
MOATBEPXACHUE U TpUMUpPeHe 2 nosioxkeHuil. [ToHsITHO
>KeJTaHue Bpaya OObEIMHUTh CUMIITOMATUKY OIMHUM JMa-
rHo3oM, TeM 0osee yto MHorne HBHC umMeror HeoObIuHbIE
KOMOWHAIIMY IMPU3HAKOB U MOTYT ITPOTEKAaTh HECTaHIAPT-
Ho. BmecTe ¢ TeM OBICTpBIiT pocT uncia ciaydaeB “double
trouble” MoKa3bIBaeT, YTO OHU HE YHUKATbHbI, a TPUHLIMII
OKKaMa MOXHO TPaKTOBAaTh MHAYE: CAMBIM ITPOCTHIM MOXET
OBITh UIMEHHO COYeTaHMe 0O0JIe3HEel, 0OCOOEHHO YacThIX,
a He ogHa, ocobeHHO penkast. Cinyyanu coyetanust HBHC
€CTh B Halllei KIIMHUKO-JIA00PaTOPHOI ITPaKTUKE, IIPUIEM
4acTh U3 HUX YXKe onyonukoBaHa [14—17].

IIpencrasisieM cepuio MOJIEKYJISIPHO BepUUIIIPO-
BaHHBIX coyeTaHHBIX HBHC.

Knununyeckuit MaTepuan BkaoJaeT 12 poccuitckux
ceMeli: 8 pycckux, 1 JapruHCKyio U 3 9THUYECKU CMe-
LIaHHbIE (HAIIMOHAJIBLHOCTb POAUTENECH yKa3aHa B OMU-
caHusix). OmMHHAAIATh CeMel SIBISIOTCS HEMHOPEIHbBIMU,
a POOUTEIN-TaAPTUHIIBI COCTOST B OTAAJICHHOM POJICTBE.
B 8 ceMbsix mpobaHabl — AeTH B Bo3pacte 12 mec — 12 Jier,
B 2 — IOHOIIIECKOTO BO3pacTa, B 2 — B3pocibie. MeTonbl:
KJIMHUKO-TeHeaJTOrn4eCKUil; MOJIEKYIIPHO-IIUTOTEHE -
TUYECKHE; aHaJIU3 METUJIMPOBAHUS; MOJEKYJISIPHO-
TeHEeTUYECKUE: MOUCK YaCThIX ITaTOTeHHBIX BApMAHTOB

reHa, ceKBeHupoBaHue 1o CaHrepy, aHeIbHOE BHICOKO-
MPOU3BOAUTENIbHOE IMapajjejbHOe CEKBEHUPOBaHUE
(BIIC), nonHoak3omMHoe cekBeHupoBaHue (I1DC), moaHo-
reHoMHoe cekBeHupoBaHue (I1T'C), ouonHpopmaTuue-
CKU aHaJIU3.

Knunuyeckun cnyyain 1

Jesouxa 3 nem, cpeduss uz 3 demeii 6 sImHU"eCKU cme-
WAaHHOU cembe (omely — maodicuk, Mamo — pyccKo-0auKup-
CK020 NPOUCXOXNCOeHUS), HANPABAEHA HA KOHCYAbMAUUIO
10 N0800Y HACACOCMBEHHOU MOMOPHO-CEHCOPHOU HeUpOonamuu
(HMCH) 1-20 muna: npu anexmpornetipomuoepagpuu (2 HMIT)
V Hee U omuya 8bis8AeHA 0eMUCAUHUIUPYIOWAs NOAUHEUPONa-
mus (IIHII). Ilcuxopeuesoe pazsumue pebenka OvL10 yKa3a-
HO 8 8bINUCKE KAK HOPMAAbHOE, HO 00pAmMuUAU Ha ce0sl BHUMA~-
Hue 0cobeHHOCMU ee N0BeOeHUs, XapaKmepHbie 0451 CUHOPOMA
Pemma: omcymemeue unmepeca K OKpyscarouemy, cmepeo-
munHble 08udICeHUs pyK (npuxaonviéanue, nomupatue). Boi-
SCHUAOCH, YO 3MOm OUA2HO3 NPeonoaazan 8 opyeom meou-
UYUHCKOM YupedcOeHUul, 0 yem pooument pedbeHKa He Cooouuu
cpasy, Jucenas noay4Ums Helasucumoe MHenue. B cemeiinom
aHamHese: y memu omuya — oeghopmayusi Cmon, 3ampyoHeHue
X00b0bL (6 cé:a3u ¢ uem emy nposeau IHMI). Jlesouka ¢ He-
OMA0UEHHBIM Npe-/NePUHAMANbHbIM AHAMHe30M Ha 1-M 200y
Pa38UBANACH HOPMAALHO: cead 8 6 mec, N0A3and ¢ 7 Mec, KOH-
maxkmupogana, uepana, renemana. C 15 mec b6e3 eHeuwHux
NPUYMUH HAYAAUCH 3a0epucKa MomopHo2o pazeumus (3MP)
U peepecc NCUXOIMOUUOHAALHOR0 PA3GUMUSL C YEPMAMU PAHHe-
20 0emcKo20 aymusma: 0eeouKa nepecmana peazuposams
Ha oKpyJicaioujee, Aenemams, NOSGUAUCH CHEPeOMUNHble 08U~
JHcenusl, 8bloensem Mamos, HO He AACKAeMCsl; peub, HABbIKU
onpamHocmu He copmuposaunsl; nouwira 6 2 eoda 4 mec,
He bezaem, He npbleaem,; ObIBaIOM NU300bL SUNEPEEHMUAAUUL,
anunencuu Hem. Inexmposnuyeghanoepaghus (231): anusenmu-
gopmuas axkmuerocmos omcymemeyem. MaeHumHo-pe3oHanc-
Has momoepagus (MPT) eonoenoeo moszea (I'M): 6e3 namono-
euu. Kapuomun N. Ilpu ocmompe: npuznakoé oucmopgoeeresa
Hem; OKpYICHOCMb 201086l — 42 cm (6mopuuHas Mukpouegha-
AUSL); OMMeHaomcest 00uast 2unompoghusi 6e3 N10KANbHbIX AMUO-
mpoguil, eunopegaexcus pyk, apegpaexcus Hoe, acmasusi-aoba-
3Us; OUeHUMb Opyeue HeepoaocudecKue (YHKIYUU HeBO3MONCHO,
Hem peuesoeo0 U IMOUUOHAAbHO20 KOHMAKMA, uHmepeca
K OKpyJcaiowemy; 0gueamenvhvle cmepeomunuu. Y 36-nem-
He2o omuya Hem x#canob, CAYICUA 8 ApMUL, CNPABASEMCS C HA-
2pY3Kamu,; npu 0CMompe Omme4eHbl yMepeHHO 8biCOKULL 600
cmon u neekast OUCMANbHAsL euUnecme3usi Hoe; OUACHOCIUPO-
eana cyorxaunuveckas HMCH 1-eo muna. Y cecmpur 10 rem
8blA16/1€HbL He2pYObLll NepoHeanbHblil napes (He xodum Ha nam-
Kax), apepaexcus noe; IHMIT ne nposeoduau; eeposmua
¢y6-/dokaunuueckas HMCH.

TOM 16

87



TOM 16

88

HepBHo-Mblweynbie BONTE3HU

Kaunuueckuii pasbop | Clinical case

Ilposedena mapeemnas JIHK-ouaenocmurxa 2 bonesneii:
HaildeHbl MUNU4HAs namoeenHas oynaukauus eena PMP22,
cesa3annoeo ¢ HMCH 1A (camoit wacmoit uz HMCH), u ua-
cmblii namoeennwlil apuarnm p.(Thri158Met) ¢ cene MECP2,
0MEemcmeeHHoOM 3a <«Kaaccuveckuil» cunopom Pemma.
Om JITHK-0uaenocmukxu HMCH 1A y cmapweii douepu po-
dumenu 8030epicantico, peKomMeH008aH0 HAbAIO0eHUe HeadPO-
n0ea. Cembe co0OUeHO 0 HU3KOM PUCKe PA3GUMUSL CUHOPOMA
Pemma ons 6ydywux demeii u 50 % pucke pazeumus HMCH
1A ¢ 803M0OCHOCMBIO NPEHAMANbHOIL/NPEObIMIAGHMALUOHHOU
JTHK-0uaenocmuxku.

Hanuuue 2 Gose3Helt He BbI3BIBAJIO COMHEHUN KIIM-
Huuecku. Hauano JJHK-guarHocTuku B reTeporeHHoO
rpyniie HMCH ¢ camoii yacToii (popMBbl, a MpU HEll —
C THIIMYHOTO BapMaHTa ObLIO pe3yabTaTUBHBIM. CyOKIIU-
Huveckoe (Kak y otua) rTeueHne HMCH 1A He peakocTb.

Knunuveckuit cnyvam 2

FOnowa 17 nem nanpaenen ¢ ouaeHo3om muomonuu. Ka-
J100bl: CKOBAHHOCMb PYK U HOZ 8 Hauase 08UICEHULL, HeyCmoil-
yueas xo0bda: NouWaMol8anUe, Yacmole NAOeHUsl; He4emKOCHb
peuu, ciroHomeyeHue, Opoycanue pyK, usMeHeHue novepka.
CemeliHblil aHaMHe3 He OMsA20WeH, cecmpa U3 080UHU 300p0-
6a. B npe-/nepunamanvHom aHamHese OMMeUaiuch yepo3a
npepblBanus MHO2ONA0OHOI OepeMeHHOCMU, 6HYMPUYMPOOHAS
UH@eKyus, anemus; 8 pazgumuu pebeHoK He Omcmasan: no-
wen 6 10 mec. B 7 aem duaenocmuposan ckoauos. B 12 siem
NnoA6UNACH CKOBAHHOCMb MbIULY, 8 HA4ane ObicmpbiX 08uUdice-
Huil, ¢ 13—14 arem — napacmarowjue uzmeHeHus NOX00KU,
peuu, novepka. Jaunvix JHMI u neiipoguszyasusayuu Hem.
Dnekmpoxkapouoepapus: CUHYCo8as apuUMMUs, GblpaAN’CeHHbLe
U3BMEHeHUsl npoyecco8 penoaapusayuu. Ixokapouoepagus:
o0e3 3Hauumblx usmenenuil. Ilpu ocmompe: mMbluieuHoll eunep-
mpoguu Hem, epy0onosicHuuHblil ckoauos 11 cmenenu, cmonoi
00bIMHOI GhOpMbL; 20PUBOHMANBHBLI HUCMA2M; OU3APMpPUs
C 1eMeHmMamu CKaHoUupo8aHHOCMU, 2Unepcatueayus; apeg-
AeKCUsl Hoe, MUOMOHU4eCKUe (heHOMeHbl: NepKyCCUOHHAS
MUOMOHUS, MUOMOHUYECKAsl 3A0epicKa 8 KUCMSX, Nogepx-
HOCMHAs eunecmesus om cmon 00 HuxjcHeil mpemu 6edep
NpU COXPAHHOT NPONPUOUENYUUL; UHMEHUUOHHDLI mpemop, aou-
adoxokures, Heycmoiugocms 6 nose Pombepea, amaxmuuec-
Kas noxodka 6e3 onopsl; UHMENNeKM COXPAHHbLI.

Muomonuueckuii u JoMuHUPYrOWUI 8 KAUHUHECKOU Kap-
MmuHe amaKkmu4eckull CUHOPOMbL He YKAAObI8aAUCh 8 eOUHbLIL
OJuaeH03: npeonoa0ICceHo couemaHiue aymocoMHO-00MUHAHM -
Hotl (Al) muomonuu Tomcena/aymocomuo-peyeccusnoil (AP)
muomonuu bexxepa u Hacaedcmeennoi amaxcuu. Ilpu I19C
¢ sepugpuxayueit no Caneepy «<MOHO» 6 OMBEMCMEEHHOM
3a muomonutro Tomcena/bexkepa eene CLCN 1 o6Hapycerbl
panee onucannvle sapuanmol p.(Ala566Val) u p.(Arg894*)
8 KOMNAYHO-2emepo3UeomHOM COCIOSHUU, M. e. OUAZHOCIU-
posana muomonus bexkepa. Ilapanrnenvno nposeau JJTHK-
JuaeHOCMUKy camotl 4acmoil U3 Hacae0CmeeHHbIX amakcuil
u coomeemcmeyuell kaunuvecku amarxcuu Dpudpeiixa
(604€3Hb MPUHYKACOMUOHBIX NOBMOPOB, HE Bbl6ALeMAs
119C): na ynuacmxkax 9p obeux xpomocom HatiOeHO yeeauyeH-

Hoe uucao Konuii GAA-nosmopa, 10KaAU306aHHO20 8 2eHe
FXN. Taxum obpaszom, duaecnocmuposanwvt 2 AP-HBHC:
muomorus bexkepa u amakcus @pudpeiixa. Y cecmput wca-
100 u usmenenuii 6 cmamyce Hem. Pooumeau ne naanupyiom
demopocderue.

Kak u B ciyyae 1, 3necs 2 HBHC kiuHuvecku 0b111
OYEBMIHEI, 110 KpaiitHeil Mepe HeBpoJiory. Eciii MuoToHMs
TpeboBaia auddepeHInaaIbHON TMAarHOCTUKM TOJBKO
mexny All- u AP-dpopmamu ¢ 06IIIMM T€HOM, TO B TPYIIIIe
HACJIeJICTBEHHBIX aTaKCHil JMAarHOCTUYCCKMI TIOUCK MOT
okazaTbcs 1mmpe, Ho Havyao JJHK-auarHoctriku ¢ atakcuu
®punpeiixa mano pesyinbraT. Mcmombs3oBansl [1DC
JUISL TUarHOCTUKU MMOTOHUU M TapreTHulil aHanu3 JHK
JUISI TUaTHOCTUKM aTakcuu Ppunpeiixa.

Knunnyeckui cnyyai 3

Tlayuenm 27 sem KoHcyabmuposau no nosody 8poicoeH-
Holl enyxomot 1V cmenenu, [ITHII, nodospenus Ha 601e3Hb
Pegcyma. Cemeiinoiii anamnes ne omseower. Inyxoma 6oi-
a6aeHa 6 3 Mec, YHUACS 8 WKoAe A5 2AYXUX, CHUMbIeAem
c eyo. C 11—12 asem ommeuenvt Hapacmarouue mpyoHocmu
X00b0bl, npucoedunusach crabocmo Kucmeil, 8 nociedHue
2 200a eoneHu u kucmu 3HavumenvHo noxyoeau. JHMT: ax-
conanvuas ITHII. [Ipuuun oas pazeumus HeeeHemu4eckoil
IIHII nem. B nesponoeuueckom cmamyce: OucmanbHblii me-
mpanape3s ¢ amuompodgpueil, apeaexcueii, napemuueckas
noxooka, nayuenm He cCmoum Ha NAMKAx, ¢ mpyoom xooum
Ha HOCKax, 4y8cmeumenbHocms coxpanna. Opmanvmonoeom
UCKAIOYeHA nueMenmHas deceHepauus cemyamixu (00UH
U3 OCHOBHBIX NPU3HAK08 6oae3Hu Pegcyma).

Bospacm nauana, maxcecmo enyxomot, mun ITHII u om-
cymemeie opyeux CUMRMOMO8 He COOMBENCME08aiu PeoKoil
nepokcucomHtoll bone3nu Pegpcyma. Takce kaunuuecku bviaa
uckaoueHa mumoxoropuanvras namosoeus (SANDO u dp.).
Heiipocencopuas enyxoma ecmpeuaemcs npu psoe HMCH,
8 OCHOBHOM 1-20 muna, HO He 645emCs 8PONCOCHHOI
u cmonv maxcenoi. Haubonee eeposmuvim 6bl10 couemarnue
2 b6oaesneil.

ITlpu JTHK-0uaenocmuxe camoil uacmoii AP-necunopo-
ManvHoui enyxomol 6 eeHe GJ B2 naiiOen munuuHblil namMoeeHHblil
sapuanm 35delG 6 2oM03ueOMHOM COCIOSHUL, YIMO NOOMEep-
duno Hezasucumocms eayxomot u ITHII. Popmy HMCH moeda
(2010 e.) He onpedeaunu. Yepes neckoavio nem 3a04HO, UC-
noawsys oopaszey JIHK, xpanuswiuiics 8 rabopamopuu, npo-
eeau JIHK-0uaenocmuky AP-nelipomuomonuu ¢ aKkcoHAAbHOU
Heliponamueil, MOACKYAAPHASL NPUPOOA KOMOPOU YCMAHO8-
neHa 6 2012 e.: 6 eene HINT 1 o6napycen uacmolii namoeen-
Hotil éapuanm p.(Arg37Pro) 6 eomozueomuom cocmosHuu.
Kapmuna ITHII ¢ coxpanHoii wyecmeumenbHOCMbio COOM -
semcmeayem 3moii hopme. Muomonus He 38y4ana 6 i3#ano6ax
U He MeCmupo8aracs, 00HaKo 3ma cocmasasiowas 6oaesHu
UMeemcs He 80 6cex CAYHAsX.

JnddepeHunanbHas IMarHOCTUKA YKa3bIBajia Ha O~
OGOYHOCTb JMarHo3a Npy OOpalleHNWU U Ha couyeTaHue 2 60-
JIe3Hel, yTo nmoaTBepauiaoch nepsbiM JIHK-ananuzom.
®opma HMCH ycraHoB/IeHa OTCPOYSHHO 10 O0hEKTUBHOM
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HepBHo-Mblweunbie O JIE3HH

npuuuHe: reH He ObL1 u3BecTeH. B JIHK-nuarHoctuke
HCIIOJIb30BaH TAPTETHBIN METO/, @ UMEHHO IMOMCK YacTOTO
IMaTOreHHOro BapuaHTa reHoB. HelipoceHcopHasi iryxoTa
BkioyeHa Hamu B uucio HBHC kak Hetiponatus VIII
Mapbl YePEITHbIX HEPBOB.

Knuunyeckuin cnyyait 4

Jesouxa 12 rem nanpasaena ¢ KAUHUMECKUM OUACHO30M
MuomoHuveckoi oucmpoguu 1-eo muna. Kanoboi: ckosam-
HOCMb HOZ 8 Hauane 08udceHUll, Inu3oduyeckue 60aU 6 HO2ax,
mpyoHocmu y4eObl; HeyCmolMueoe HacmpoeHue, HaBsA34Ugble
npuevluKU (epvi3em Hoemu, nepebupaem HAablbl); IHYPeEs3.
Pooumenu, 6pam 21 eoda u cecmpa 8 arem 30opoeuwt. Ilpe-/
nepUHamanbHoLil NepuoobL — 6e3 namonoeuu, 8 08UAMeNbHOM
pazeumuu He omcmaesara. Edunuunvie croea noseuaucs
do 2oda, 6 DanbHeliuem Omme4anach GblpaANCeHHAs 3a0epICKa
penesoeo pazeumus: KOpomiue @pasvl ¢ 5.1em npu aKmueHbix
noeoneduyeckux 3anamusx. C 7,5 eoda yuumces 6 uikone
02151 Demell ¢ HapyueHuem pevu no 00ae2ueHHol npoepamme,
He yceausaem apu@memuxy. IMOYUOHANbHO N1aAOUAbHA,
HO ynpaensiema, konmaxmua. Cmoikuil sHype3s. 3axkaiouenue
neuxuampa: HapyweHue UHmenieKmyaibHo2e0 pa3eumus
(HHUP) neekoii cmenenu co caado8bipasceHHbIMU HAPYULeHU -
amu nogedenust. 3axaoueHue 102oneda: cucmemHoe Hapyuie-
Hue peuu, napemuueckas ousapmpus neekoii cmenenu. Co-
mamuvecku 30opoéa. MPT I'M: 6e3 namonoeuu. DII:
be3 npusHakoe snurenmuueckoil akmuernocmu. Kapuomun N.
Tandemmnas macc-cneKmpomempust: Hem U3MeHeHUll, Xapax-
MepHbIX 051 HapyuleHUuss 00MeHa aMUHO- U OP2AHUMECKUX
Kucaom, degpekmos MumoxoHOpUaibHo20 6ema-oKucAeHuUs.
B 8 aem npu 3auamusx manyamu u beee nos8uUAACH CKOBAH-
HOCMb HOZ 8 Hauane 08UNCEHULL, KOMOPAsL CO 8DeMeHeM YCU-
AUAACH, cMana meuiams xo0bbe, e30e Ha eenocunede. He-
8D0N020M OMMeUeHbl cUNepmpopus UKPOHONCHbIX MblULY,
MUOMOHUYECKUE (eHOMeHb. NPU HOPMAAbHOU Cuae Mblily
u oxcuenenHwvlx pegaexcax. IHMI noomeepduna naruuue
Muomonuu 6e3 npU3HAaKos muonamuu. Ypoeenv kpeamungoc-
goxunazvl (KOK) 6 nopme. MPT moty Hoe: 6e3 uzmenenui.
Ilpednonacaru muomonuueckyro ducmpoguio (o4esudHo,
no couemanuio muomonuu u HUP), npuem kapbamazenuna
HeCKO0AbK0 YMEHbUUA MUOMOHUIO.

IIpu ocmompe Kpome cuMnMoOMO8 MUOMOHUU OMMEYEHbL
omcymemaeue npu3HaKkos Jucmopgocenesa u amaemu4eckoe
menocaoxcerue. Jluaenoz Muomonu4eckoii ducmpogpuu, ma-
AN08EPOMHbLI KAUHUHECKU (OmMCcymcmeue cemMeiHol omseo-
WeHHOCMU, MUONAMUU, NPUSHAK 08 BDONCOCHHOL MUOMOHU-
ueckoll ducmpopuu 6 anamuese), He NOOMBEPHCOeH AHANUIOM
HHK: yucno xonuii CTG-nosmopos 6 3’-Hemparcaupyemoit
oonacmu eena DMPK He yeeauueno. 3amem paccmampusanu
couematue muomonuu Tomcena/bexiepa u HUP eenemuuecko-
20 UnU HeeeHemuteckoeo npoucxodxcoenus. IHK-duaenocmuxa
Muomonuu npogedera ¢ 2 smana. Ilpu noucke 6 wacmoix na-
moeenubix eapuanmos eena CLCN 1 naiiden HoHceHc-éapuanm
D.(Arg894*) 6 eemepozueomuom cocmosiHuU, MHOOKPAMHO
onucannwiii npu AP-muomonuu bexkepa. Ilouck arnenvroeo
sapuanma CLCN 1, a maxuce npuuunot HHUP nposeau memo-

dom I19C c cemeiinoii eepupurxavueii. B ecene CLCN1 kpome
sapuauma p.(Arg894*) (omyoeckoeo) obHapyicen paree onu-
caHmblil apuanm caiima cnaaiicunea c.302- 1G>A 6 eemepo-
3UCOMHOM COCMOAHUU (MAMEPUHCKUIL), OUAZHOCMUPOBAHA
muomonusi bexkepa. Obcaedogansl cubcwl: cecmpa He yHA-
caedosana cemeltinvie sapuaumol CLCN 1, 6pam — nocumens
OMUO0BCK020 8apUaHma.

Apyeas naxodka npu I[19C: 6 ecene CAMK2A 6vis61eH He
ONUCAHHBLIL paHee KAK NAMO2eHHblil MUCCEHC-8apUaHm
¢.556C>T, p.(Arg186Trp) 6 eemepo3ucomnom coOCmMosHUlL,
omcymemayrouuil y pooumeneii (de novo) u pacyenenHbulil Kax
namoeennwti. len CAMK2A ceazan ¢ pedkum Al-HUP
53-e0 muna (OMIM: 617798) u ocobo pedkum AP-HHUP
63-20 muna (OMIM: 618095). Onucannsie caywau HHP
53-20 muna 6b136aHbL 2emepo3ueOMHbIMU BAPUAHMAMU
CAMKZ2A de novo, kaunuuecku paznoobpasnas 604e3Hb yauie
npomexaem KaK U30AUPOBAHHAS UHMEANEKMYAAbHAS Hedo-
CMAamoYHOCMb PA3HOU CIenerU, Ymo Co2Aacyemcs ¢ Hauum
caydaem.

Pooumenu, ne naanupyrowue demopoicderue, ungopmu-
DPOBAHbBL 0 HUBKOM pUCKe pa3sumius o0eux 0oae3neil ons 6ydy-
we20 nomomcmea 300poeuvix demeil.

B 3TOM Ci1ydae npenBapuTeIbHBIN AUArHO3 ObLT OIIIK -
00YHBIM. MUOTOHUIO BEpUPULIMPOBAIU C OXUIAEMbIM
pesyasraToM, nuarHos penkoro HUP — pesynsrat [19C.

Knunuyeckuit cnyvai 5

Manvuuk 12 mec KoHCYAbMUPOBAH 1O NOBOOY BbIPAICEHHOI
3a0epicku ncuxomomoproeo passumusi, ocobenno 3MP. Ce-
MeliHblil anamues: y 21-nremueeo coina mamepu om 1-eo bpaka
8 4 eoda duaenocmuposan cunopom Mapmuna—bean, yuuics
8 CHeyuanu3UpoBaAHHbIX yupedcoeHusx, pabomaem noO8apom.
Mamb, umerowas HeavlCOKUIL ypOBEHb 00PA308aHUS U CAAO0
yuusuiascs, He noayuuaa (He yceouna?) ungopmauyuro o ee-
Hemuueckom pucke, npu 6epemMeHHOCMIX 6 HOBOM Opake npe-
Hamanvuyro JIHK-0uaenocmuky ne npoeodunu; cotHoébs 15,
13 u 3 aem cuumaromces 300poévimu, y cmapuie2o u3 Hux mpyo-
Hocmu yuebbl, CHUMICEHAa namsms (He o0caedosar). B anammese
mamepu 3 MeOUUUHCKUX U 3 camonpou3eonvHblx abopma. Pe-
oenox om 11-ii bepemennocmu, 5-x podos, npomexkasguiux
0e3 ocroxcnenuii, macca meaa (MT) npu poxcoenuu 2850 e,
dauna mena 50 cm. C posicoeHuss omme4aiacs 8bipaiceHHas
3MP Ha ¢one cundpoma «65.1020 pebeHKa», MANLUUK CAAO0
cocan, Obl10 HAPYWEHO 2A0manue, 00420 NOAYHAL RUMAHUE
yepes 3010, naoxo npubaensin 6 MT. B 7 mec: yposernv KDK
6 Hopme, nogepxHocmuas IMI: npuznaxu nepeuuHo-moluiey-
Hoeo nopaxcerusi; MPT T'M: 6e3 namonoeuu; DI nem snu-
snenmuyeckoll akmueHocmu. Ananuzom JJHK ne noomeepacoena
CNUHAAbHAS MblleuHas ampous, césazannasn ¢ eenom SMN
(CMA5q). Kapuomun N. Tandemuas macc-cnekmpomempus:
0e3 omkaoHeHuil; uckarouer cundpom Ilpadepa—Buanu. Tlpu
ocmompe: MT 7,5 ke, Oauna meaa 77 cm, OKPYICHOCMb 2010~
8ol 48 cm, yMeperHas MaKpomust, 08YCMOPOHHUI KPURMOP-
XU3M; YepenHas uHHepeauust 6e3 HapyuleHuil (OpUeHmupoeoy -
HO), GbIPANICEHHAS 2eHEPAAUI0BAHHASL MbIULEYHASL 2UNOMOHUSL,
apegaexcusi; He Odepycum 20408y, He NOBOPAUUBACMCH,
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He noomsieueaemcs npu mpaKyuoHHol npobe, He onupaemcs
Ha Hoeu npu noddepicke nod molukamu. Omauuaem mamo,
IMOYUOHAALHO peazupyem.

Lleaenanpaeaennvim anaruzom JHK ouaenocmuposan
cundpom Mapmuna— benn: evis61eH0 XapaKmepHoe GHOMAAb-
Hoe Memuauposanue npomomopHoii ooracmu eena FMRI.
OoHako duaerno3 He 00bCHUA BbIPANCEHHDLI NepudepuyecKuil
mempanapes. Ilpu naneavnom BIIC «Bpoicoenmvie mbiuieutvie
ducmpoguu» 6 eene GFPT1 (nokyc 2p13.3) Haiiden HeoOHO-
KDamHo ONUCAHHbII KAK NAMOEHHbLU 6apuanm caima
cnaaiicunea c.686-2A4>G 6 eomo3ueomnom cocmosHuu. Y om-
ua eemepo3u2oMHoe HOCUMENbCME0 8APUAHMA He 0OHapYHce-
Ho, ITHK mamepu ne uccaedosana no mexnHuveckoll npuuHe.
IIpu smom y pebenka 6vis18aeHbL NPOMANCEHHDIE YHACMKU NO~-
mepu 2emepo3u2omHOCMU 8 XPOMOCOME 2, YMO C 8bICOKOIL
6EPOSIMHOCMbIO YKA3bl8AeM HA MAMEPUHCKYI0 OUCOMUIO
yuacmea smoii XxpomMocomul U 00sACHSIeM 20MO3U2OMHOCINb
no eapuaumy GFPT1I.

len GFPT1 accoyuuposan c AP-eposicoennoii muacme-
Hueti 12-20 muna (OMIM: 610542). boaesns uawe nauuna-
emcs Ha 1-m decamuaemuu JCU3HU U pedce s8isemcs oeli-
CMBUMENbHO 8PONCOEHHOU, C BbIPANCEHHOU CAAbOCMDbIO,
KaK y pebenka; cmpadarom cKeiemuvle Mbliulybl, eAa3008U-
eamenvHble U OyabbapHble paccmpolicmea He XapaKkmepHol;
aghgexmusHbl UHUOUMODbL XOAUHICINEPA3bL.

Hanuuue npomsceHHbIX yHacmKos nomepu eemeposu-
20MHOCMU MOJNCEM MAKICE YKA3bIBAMb HA KPOGHOE POOCMEO
podumeneil UAU UX NPOUCXONCOeHUe U3 U30AUPOBAHHOU NO-
RYAAYUU, YMO CYUECMBEHHO NO8bIUAeM PUCK DA36UMUS
AP-60ae3neil. Odnako podumenu ompuyaom KposHoe poo-
CMB0, NPOUCXO00AM U3 PA3HLIX PECUOHO8 CIPAHDL.

Ceedenus om mamepu uepe3 8§ mec: Ha oHe neveHus
KAAUMUHOM HAOAI00Aemcst 02paAHUMeHHAsS] NOAOICUMENbHAS
JuHamuka 6 0sueamenvHoll cghepe — pedeHoK, 1exca Ha Hcu-
eome, yoepicusaem 20108y, NblMAEMCs NPUNOOHUMAMbCS
Ha N0KMSX, HAYUHAem NOA3AMb HA JCU8ome; Hem peuu (He-
COOMHECeHHbLIL 1enem), NOHUMAHUS CA08, NOOPANCAHUS Hce-
cmam; peazupyem Ha My3blK).

C yueToM ceMeitHOro aHamHe3a 4actas ¢popma HUP
JIMarHOCTHPOBaHA paHO TapreTHBIM MeTOIOM. Bropas co-
crapysionast “double trouble” U3 rpymbl HEPBHO-MbIILIEY-
HbIx 6osie3Heit (HMB) okaszanack peakoii, 1MarHos — 3a-
ciyra BIIC.

Knunuveckuit cnyyan 6

Manvuux enepsvie KoHcyabmuposaH 6 3,5 eoda no nogo-
dy 3adepicku nCUXoMomopHo2o passumus. Pooumenu-oap-
CUHUbL COCMOSIM 8 OMOANEHHOM KPOBHOM POOCHEe; CEeCMpbl
7 u 5 nem 300posvl. B anamHe3e — XpoHuteckas 6Hympu-
ympobrnas eunokcusi, poouics ¢ MT 3630 e, daunoii meaa
54 cm, oyenka no wkane Aneap — 8/9 6aanos. Habarodancs
¢ OUA2HO30M NOCAOCMBULL 2UNOKCUYECKU-UUEMUHECK020 O~
DPadiCeHUs: UeHMPAAbHOU HEePEHOIL clucmeMbl, N03dce — amo-
HU"ecKu-acmamu4eckoll popmol 0emckoeo yepeopanbHo2o
napaauya. Ommeuany MoleHyI0 2UNOMOHUIO, eUnopeqhier-
cuto Hoe. Pazsusaemcsi ¢ 8bipasiceHHbIM OMmcmasanuem: dep-

acum 20408y ¢ 6 mec, cudum ¢ 1,5 eoda, cmoum y onopel,
X00um ¢ n000epICKOIl 3a PYKY, HEYBEePEeHHO, HABbIKOE ONPSM -
HOCmu Hem; pe4b — JAenem, eOUHUUHblE KOPOMKUE CA084,
peazupyem Ha UMsl, B0CHPOUBO0UM HCECMUKYAAUUI; UHMe-
DECYemcst UepYUIKamu,; SMOUUOHANLHO KOHMAKMUpyem, yavl0-
yue be3 becnpuuunHo2o cmexa. B 2,5 eoda ommeuenst 00Ho-
KpamHo ¢hebpuavHbie cydopoeu. 3penue: pacxodsujeecs
Kocoenrasue. Cayx 6 Hopme. Comamuueckas namono2us: me-
eaypemep, KOHKpeMeHm MO4emoYHUKa (Onepuposan), 6mo-
puHHbLil XpoHuyeckuil nueaonegpum. DI anurenmuyeckoil
aKmugHOCMuU Hem, 3a0epicKa GopmMuposanus OUOPUMMOE.
MPT I'M: acene3us mo3oaucmozo mena, ymepeHHoe pacuii-
penue auKeopHvix npocmpancme (puc. 1). SJHMT 6 1 200: nem
NPUBHAKOE8 NOPANCEHUsT HEePBHO-MblieUHO20 annapamad.
IIpu ocmompe: enewnocms 00biuHAs, 8aAb2YCHAS DedhopMmayus
cmon, 2unOMpohUs UKPOHONCHBIX MblULY, 2UNOPehieKcUst Hoe.
Kapuomun N. Ilpu buoxumuueckom obcaedosanuu Hem npu-
3HAK08 HACAeOCMBEeHHbIX 001e3Hel 00MeHa eeuecms; Uc-
Karouen cundpom Mapmuna— bean. Mukpodeneyuu yuacmka
15q11, ceazannoeo c cunopomamu Ilpadepa— Buiau u Sno-
Jcenvmena (Aneeavmana), He HALIOEHbL, HO BbIA6AEHO OMCYM -
cmeue MemuAupo8anHo20 Aiaeas RPOMOMOPHOL 00aacmu 2eHa
SNRPN (o6aacme 15q11.2) — moreKyaapHblil 6GpUAHM CUH-
dpoma DHoxucenvmeHa, 6oaee peoKuil U MeHee MANCeNblil, Yem
Mukrpodeneyuontsiii. enomun pebenia éxauaem He éce
MUnU4Hble NPUIHAKU CUHOPOMA DHOMCeabMeRA, HO coeaacy-
emcs ¢ duaeHo3om. Boixodswas 3a e2o pamku azene3ust Mo30-
AUCHO20 MeAa MO2AA UMeMb PA3NUYHble 2eHemu1ecKue U He-
2eHemu4ecKue NPUYUHbL U Mmo2oa He Hawiaa 00ssICHeHUS.

Puc. 1. Maenummno-pesonarcras momoepagus 2onoeroeo mozea (T 1-636euienHbie
uzobpaxcenus) 6 Kaunuueckom cayuae 6. Cmpeakamu yKazauna aeenesus
Mo304uUcmoeo meaa

Fig. 1. Brain magnetic resonance imaging (T 1-weighted imaging) in case 6.
Agenesis of the corpus callosum is indicated by arrows
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B danvHeiiuem marvuux noumu He npoOBUHYACS 8 NCUXO-
PeHesoM pazeUmMuU U pecpeccuposan 8 08UeamenbHOM: euno-
pechaexcust Hoe cmeHuAacs apeghiexcuet, nepedsuancs MoabKo
¢ X00yHKamu, chopmupos8anace KOHMpaKmypa 204eHOCMONHbIX
cycmaesos. Yposenv KOK 6 nopme. [losmopras DHMT evisicu-
aa axconanvryio ITHII. Tlpu /IHK-ouaenocmuxe HMCH 1X
u 6 ocnosnvix AP-HMCH namoeennvie eapuarmol 6 2eHax He
Haitoenwl. B § niem nposedeno nanenvroe BIIC «Hacredcmeennvie
Hetiponamuu» ¢ cemelinoli eepugpurayueil: 6 cene SLC1246
0OHapyJceH panee He ONUCAHHDLII KAK NAMOeHHbL HOHCEHC-
eapuaum c.711del, p.(Met238%) 6 comozucomnom cocmosiHuu
Y pebenKa, 6 2emepo3ucomHoM — y pooumeneii; o COOKYNHO-
cmu OGHHbIX 8APUAHM PACUCHEH KAK NAMO2EHHbLI.

ITlamoeennvie sapuarnmot eena SLC 1246 6 comozucomrom
UL KOMNAYHO-2emepo3ueomHOM COCMOSAHUU Bbl3bl8AIOM
AP-aeenesuro mosonucmoeo mena ¢ ITHII (cunonum: cunopom
Andepmana, OMIM: 218000). OcnogHbie npuzHaKu 8uoHbl
U3 Ha36aHUs U ecmb y pebenka. Axconanvras ITHIT npu smoii
PeOKoli 60Ae3HU OMAUHAEHCS O4eHb PAHHUM HAYAA0M, HPO-
epeccupyem, RpuBoOUm K maxiceaoil 08UeamenbHoOl UHBAAU-
oduzauuu; xapaxmepno HUP pasnoii cmenenu.

Taxum obpazom, eviaeneHbl 2 001e3HU, nepeceKarouiecst no
npusHaky evipaxcernnozo HUP. Puck pazeumus cunopoma Ax-
depmaHna ons Oydyujeco nomomcmea pooumeneii cocmaensiem
25 % ¢ 603MONCHOCHIBIO NPEOLIMIAGHMAUUOHHOU/NPEHAMAALHOIL
JHK-0uaenocmuku,; puck pazeumusi CuHOpoma IHoxceavmera
HU3KUIL, HO MAK KAK He UCKAIOYeH 20HAOHbIH MO3AUUUIM UL
COANAHCUPOBAHHAS MPAHCAOKAUUSL Y OOHO020 U3 podumeneil, no-
Ka3ana npeobiMIAaHMAUUOHHAS/ NPEHAMANbHAS OUACHOCIUKA
MemodoM XpOMOCOMHO20 MUKPOMAMPUHHOZO AHANU3A.

Kak B cayyae 5, HUP onpeneneno nepsbiM, Ho ITHIT
cTajia siBHOi1 He cpasy (naxe ipu DHMI), penkast BTopast
00Jie3Hb AMAarHOoCTUpoBaHa MeTofaoM IaHeabHoro BITC
cnycTd 4 roaa.

Knuunueckuin cnyyain 7

Manvuuk, edurncmeentblil pebeHOK 6 IMHUUECKU CMEULaH-
HOM bpake (Mamb — mamapka, omey, — pyccKuil), nepavle
KoHcyavmuposar 6 8 nem 6 ceazu ¢ HUP, nosedenueckumu
paccmpoiicmeamu. Cemelinblii anamues He omseoueH. bepe-
MEHHOCMb ¢ YePO30ii npepvieanusl, 0CMpoll PecnupamopHoil
supycHoll uHghexyueti, anemueii. Poovl 6 cpok, 6e3 namosnoeuu,
MT 3450 e, oauna mena 53 cm, ouenka no wkane Aneap —
9/10 6annos. C nepauix OHell scu3Hu Obla becnokoer. B 4 mec
KOHCYAbMUPOBAH HEBPOA02OM NO NOB0OY NOBbIUEHHOU 6803~
Oyoumocmu, IMU30008 pUMACHUMAHBS, MOHUYECKO20 HANDsi-
JHCEHUSL HO2; NOAYHAN KOPMEKCUH ¢ YACMUYHbIM heKmom.
B dsueamenvrom pazeumuu npakmuuecku He omcmaegan, no-
wen 6 1200 3 mec. C 1,5 eoda nabarodancs no nosody 3adepiic-
KU pe4eso2o pazeumust, cunepeo30youmocmu; Ha ghore neverus
3HAYUMO20 Yyayuulenus He Obl10. OmdenbHble c108a4 HAYAA
npousHocums ¢ 2,5 eoda. B 3 eoda duaeHocmuposanst pac-
cmpoiicmea aymucmuueckoeo cnekmpa. C moeo jce 603pac-
ma omme4anucs 4acmole 3nU300bL POMol, 60AU 6 Hcusome,
Memeopusm, uacmulil deudxkuit cmyn. B 4,5 eo0a npu anexmpo-
SHYeanoepaguueckom 8uU0eoMOHUMOPUHEe 3ape2UCmPUPO-

8aHA NPOOOANCUMENbHASA INUACNMUHECKAS AKMUBHOCMb
80 CHe, COXPAHABULAACS HA (YOHE NPOMUBOINUACNIMUYECKOL
mepanuu; 3NUlIenMU4ecKux nPUcmynog e ooi10. B 5 nem
20CNUMANU3UPOBAH 8 OmOeneHUe MeOUUUHCKOU 2eHeMUKU
Poccuiickoii demcrkoil kKaunuueckoil 60AbHUYbI U A1AO0PAMOPHO
obcaedosan 6 Meoduko-eeHemuueckom HaAyMHOM UeHmMpe UM. aKao.
H.II. bouxosa (MTHLI). Ilpu mandemmoii macc-cnexmpomempuu
BbISI6ACHO NOBbIUIEHUE YPOBHSL 3-2UOPOKCUUZ08ANEPUNKAPHUM-
Ha (C50H) do 3,77 mxkmonv/a (Hopma 0—0,85 mkmons/n),
npU UCCAe008AHULU OP2AHUMECKUX KUCAOM MOUU — PSI0 U3MeHe-
HUIl, 6KAI0YAsL BbICOKUL YPOBEHb 3-MeMUAKPOMOHUNAUUUHA
0o 26,63 MMOAL/MONMb KPeAMUHUHA (6 HOpMe OMCYMCmEyen).
Hapywenus xapaxmephot das pedkoii AP-6one3nu u3 epynnul
OpeaHUHeCKUX auudypuil — HeOOCMamoYHOCHU 3-MemuaKpomo-
Hun-KoA-kapbokcunaswl, éedyuiell k HapyuleHUuro 00MeHa aeii-
yuna (OMIM: 210200). Ilaneavroe BIIC «Hacredcmeennoie
bone3HU 06MeHa» ¢ eepugbukayueli «<mpuo» noodmeepouno ouo-
xumuueckuii ouaeno3 — 6 eene MCCC1 HaiiOenst 2 mucceHc-
BAPUAHMA 8 KOMNAYHO-2eMepo3UcOMHOM COCMOSHUU. paHee
onucanmblil kak namoeennslil ¢. 11554>C, p.(Arg385Ser) u Ho-
6olil ¢.952G>C, p.(Ala318Pro).

boneznb omauuaemes upe3guiuaiHbiM KAUHUMECKUM Pa3-
HOOGpazuem — om msxucenbix, NOMEHUUANbHO ACMANbHbIX Me-
MaboAuHecKux Kpu3o8 ¢ COMamMuU4ecKUMU U He8POA0UMeCKUMU
paccmpoiicmeamu, Ha4uHas. ¢ Nepuooa HOBOPOICOEHHOCMU,
00 beccumMnmomMHO20 meveHust 80 83pOCcioM eo3pacme. Bre kpu-
308 CUMRIMOMAMUKA Yauje Omcymcmeyem uau Hemscena. Jle-
YeHue — HU3K00eKosas duema, HaNPasAeHHAs HA 0ePAHUUEHUe
nocmynaenus aeiyuna, npuem L-kaprumuna.

B danvHeliwem manvuux noayuans mepanuro, 20CRUMANU-
3upoegancs, koncyarbsmuposarn 8 MTHII. Taxceavix kpu3oe He
0bL10, OMMEUAN0Ccy yXyouieHue COCMOSHUSL NPU 2UNePMEPMUU
(pesoma, carabocmov, maxukapous). Hapywen nounoii con
0e3 OneeHoli conausocmu. Ha nepeutil niam eblulau GblpadceH-
Hoe HUP (nedopazsumue peuu, HA8bIK08 CAMOOOCAYICUBAHUS,
HeoByuaeMocms) u nosedeHuecKUe paccmpoiicmed aymucmu-
Yeck0eo cnekmpa (Heycmoiiuueoe Hacmpoenue, 6ecnoKoicmao,
nepuodu4ecKu aepeccusHOCmb, 3X0AAAUSL), He XAPAKMEPHble
05 OuaeHOCMuUpo8aHHoil bonesHu oomena. B ceés3u ¢ smum
npeonoaoxculu 6mopoe 3a604e6anue u 6 go3pacme pebdeHka
12 aem nposeau I1IC. Kpome npesxncuux naxodok obHapymceH
ONUCAHHDBLIL paHee KaK eposimHo NAMO2eHHbLIL 2emepo3ueon -
Hblil muccenc-eapuanm c.3440G>A, p.(Arg147Gin) 6 eene RAI
(nokyc 17p.11.2), ceszannom c cundpomom Cmum—Maeenuc.
IIpu epugpuxayuu no Caneepy «dyo» eapuanm nodmeepiicoeH
y pebenka u He Haiiden y mamepu (omey, K momy epemeHu Obin
HedocmyneH 0415 00c1e008aHUS).

Cunapom Cmur—Marenuc (OMIM: 182290) — oTHO-
cutenbHO Yactas A/l-¢popma HUP ¢ paccrpoiictBamu ay-
TUCTMYECKOTO CIIeKTpa, 0K0j10 90 % ciryyaeB 00yCIIOBIICHbI
neneryeit oonactu 17p.11.2, ocTajibHble — MaTOT€HHBIMU
BapuaHTamu RAI. Takum o6pa3om, KIIMHUYECKash KapTUHa
noJryuuia oobsicHeHue. HUP, Ha KoTopoe yka3bIBasio 101~
TOCPOYHOE TeUeHUE OOJIE3HM, OIPEICICHO ropa3no Mo3kKe
00J1e3HM OOMEHa M HE MOIJIO OBITh BBISIBJICHO METOIOM
naHenbHOro BIIC.
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Kenwuna 52 nem obpamunacs no noody caabocmu Hoe,
mpydHocmeil npu xo0vbe (Uenasemcs HOCKamu, 4acmo naoa-
em). boavua ¢ 43 nem, napywenus napacmarom, noxyoeau
2onenu. Cxo0Hble paccmpoiicmea 60 Mopoil NOAOBUHE HCUSHU
obLiu Yy mamepu u babywku, ux ouazHo3 Heuzeecmen. IMI:
NpUBHAKU NePeUHHO-MbluleuH020 nopaxcenus. Yposeno KOK
387 Ed/x (nopma 6 nabopamopuu 35— 165 Ed/n). MPT mouuy
HOe: NPU3HAKU HCUPOBOIL OeceHepauuu. DAeKkmpoxkapouoepa-
us: 6e3 namonoeuu. MPT I'M: mHoxcecmeerHbie KagepHo3Hble
eemaneuomot. Ipu ocmompe: 6bicokuil 600 cMon, AeeKas KoH-
MpaKmypa 204eHOCHMONHbIX CYCMAB08, UnOmMpous Mululy
20/eHell; HepenHas UHHep8ayus He HApyuleHa, cuaa pyK
U NPOKCUMAbHBIX OMOEA08 HO2 COXPAHHA, OUCIANbHBIX OMOen08
HO2, 0COOEHHO CIMON — CHUMICEHA, PeqhaeKchl ¢ PYK Jcusble, Ko-
JNEHHbIE CHUICEHDL, AXUAN08bL HE GbI3bIBAIOMCS, UYECMBUMENb-
HOCMb, KOOpOUHAUUS 8 HOpMe, NOoX00Ka napemuueckas
0e3 onopul, x00bba Ha HOCKAX 3ampyOHeHa, Ha NAMKAX He-
603modcHa. Kapmuna coomeemcmeosana OucmanbHoil Mol-
weynoi ducmpoguu (M), ouesudno, Al; eemaneuomvt mo3-
2a — He3asucuMble.

Memodom I19C evisigren He onucauHblil panee KaKk na-
moeennulii HoHcenc-eapuanm c. 156C>T, p.(GIn521%) ¢ eene
KRIT1, omeemcmeennom 3a All-uepebpanvHole KagepHo3Hble
manvgopmavuu 1-e0 muna (OMIM: 116860); no cosokynHo-
Cmu OQHHbIX 8APUAHM PACUEHEH KAK 6EDOSIMHO NAMO2EHHbLI.
Kapmuna KRIT1-cés3annoil 601e3HU WUPOKO 8apbupyem —
OM CePbe3HbIX UePeOPanbHbIX PACCMPOIcme (Inuiencus, ee-
MoppazuvecKuil UHCyAbm U 0p.) 00 ux omcymcmaeus, KaK
Y OaHHOU NAYUeHMKU; 0MaNbMON02OM UCKAIUEHA 803MOJNC-
Has npu boae3Hu Manrvghopmayus cocyoos cemuamyu.

Bapuanmot HyKkaeomuoHoil nociedo6amesbHOCuU 8 2eHaX
M ne obnapyxcuau, duaerno3 MJ] mosekyaapHoimu memoda-
MU He NOOMEePOUNl, YMO He CHUMANO0 KAUHUYECKUT OUGeHO3.

ITlayuenmka obpamunacs uepes 3 eoda ¢ dannvimu I1TC.
1lepebpanshbix paccmpoiicme no-npexcremy Hem. Caabocmo
PACRPOCMPAHUAACH HA NPOKCUMANbHbIE OMOeAbL HO2: NOSIBUAUCD
2NEeMEHMbl MUONAMUMECKUX NPUEMOB (6CMABAS, JCCHUUHA
onupaemcsi Ha pyKiu), noxooka npuobpeaa xapakmep napemu-
ko-muonamuueckoii. I1TC noomeepouno pezyssmam I13C,
a makice GblABUN0 CIPYKMYPHbLI 6APUAHM, He BbisAGAseMbll
memodom [19C, — npomsicenHvle Manoemuyro OyNAUKAUUI0
U Oeneyuro ceeMeHma q35 Xpomocombl 2 6 2emepo3ueomHoMm co-
CMosiHUUL, 8KAtouarougue dx30Hbl 1—5 eena DES (decmun).

Ien DES ces3anm ¢ HeckonabKumu 601e3HAMU, 8 YACMHOCMU
Al-muogpubpunrnaproii muonamueii 1-eo muna (OMIM:
601419), coenacyioweiics ¢ KAUHUYECKOU KaApMUHOU NAUU-
eHmKU (Ha4ano 60 83p0CAom 8o3pacme, OUCMANbHAS MUONA-
musi ¢ NOCMeNneHHoIl eeHepatuzayuell, Heboavuioe/ymepeHHoe
nosvienue yposus KOK); cemelinbiii anammes coomeem-
cmeogan All-nacaedosanuro. Tak kak 604e3Hb yacmo conpo-
8oxcoaemces Kapouomuonamueil, peKomMeH008aHo HabaOeHue
Kapduonoea.

Obcaedosarn 36-remuuii coln nayueHmrku, He npedssi6s-
rowutl ncano6: npu anaauze JJHK naiidensr me sce eenHvle
eéapuanmot, umo y mamepu. MPT I'M evissunra kaeepno3ubie

Puc. 2. MaZHMmHO—p€30HaHCHd}l momoepadm;z 20/106H020 M032d 6 KAUHU-
YecKom ciayvae 8. Cmpe/ma/vm YKa3aHbl KA6epHO3Hble ceMaAHSUOMbL

Fig. 2. Brain magnetic resonance imaging in case 8. Cavernous angiomas are
indicated by arrows

eemaneuomyl (puc. 2). Ilpu ocmompe ommeuena moavko caa-
bocmo pazeubameneii nanvies Hoe. Yposens KOK 1530 Ed/a.
MPT mviuy, Hoe: npusHaku i#cuposoil 0eceHepauiu; OUaeHo-
CMUPOBAHA HAMAAbHAS CMAOUSL MUODUOPUANPHOU MUORAMUL
1-e0 muna. Puck pazsumus kaxcooil 601e3Hu 0451 NOMOMCMEa
coina — 50 %.

JlaHHBIN clTy4ail — IpUMep He TOJIbKO MH(MOPMAaTHUB-
HocTU, HO 1 orpaHnuyeHuit BIIC, B nanHoMm ciydyae [19C.
KiauHuveckuit TporHo3 1epedpaibHbIX TeMaHTMOM He-
OIpeNeICHHBIIA: OHU MOTYT OCTAaThCST «MOTYAIIMME».

Knuuuyeckui cnyyain 9

Cembs obpamunace no noeody 604e3Hu 3 CbiHOBEIL:
11-nemuux duzueomusix 64U3HEY08 U S-A1emHe20 MAAbYUKA.
Panee demsam nposedeno nanenvroe BIIC « Heperno-mbiueu-
Hble bone3Hu», y ecex 6 eene SPTAN 1 natiden He onucanHblil
panee Kak namoeenuwvlii eapuanm c.1311 _1312dup,
p.(Val438Glufs*2) 6 eemeposucomnom cocmosuuu, y maao-
weeo, Kpome moezo, 0OHAPYI’ceH paHee ONUCAHHbLI KAK 6epo-
SAMHO NAMO2EHHbLIl eemepo3ueomublii eapuanm c.334G>A,
p.(Gly112Ser) 6 eene LITAF.

Mambo 35 nem cuumaem cebs 300po6oil, danHbIX 0 He-
8posoeuyeckux 06one3Hsax y ee poonvix Hem. Ilpu ocmompe
OMMeHeHbl «NOAbIE» CIMONbL, ONCUBACHUE CYXONCUNLHBIX pe-
AeKCO8 C PYK U KOAEHHbIX ¢ pacuiupeHuem 30H 8bl3bl8aAHUS,
Kucmesoii ananoe pegarexca Poccoaumo D; amakcuu Hem.
DHMT: nem npu3naroe nopajiceHuss HepBHO-MblUleHHO20 AN~
napama.

Y 39-nemueco omya umeromces xucanrobvl Ha HenoaHoe
pazeubanue 6 1e60M 10KmMesoM cycmase (¢ demcmaea), oepa-
HuueHue nodsema pyK u caabocms Kucmeii (nocae 20 aem),
dechopmauyuro cmon. Y eco 73-nremmueii mamepu ommeuaromcs
CcX00Has1, Ho boaee ebipadceHHAas deghopmayusi cmon (NAaHU-
pyemcs onepauyus Ha cmone), mpyoHocmu Xo0b0bl 8 NOcAe0-
Hue 200bl. B 20 1em nocae mpasmbvi nossuaach 604b 8 KoAeH-
Hom cycmase, 68 21 200 duaeHOCMUPOBAH PeBMaMUYecKUll
apmpum, 8 24 eoda nposedero 3HAONPOME3UPOBAHUE KOACH-
Hoeo cycmaesa; mpyoHocmeil  bbimy u pabome He UCHbIMbl-
saem. DHMI: demueaunuszupyrowas ITHII. Ilpu ocmompe:
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obwas eunompoghusi 6e3 10KAAbHbIX AMUOMPODUIL, MYye0no-
deuxcHocmo U ymeperHas deghopmauus nacmHo-gharaH208bix
U MeNcHanIaH208bIX CYCmMasos, <noble» CMonbl ¢ MOAOMKO-
obpa3zHoil deghopmauueil nanrvyes; ymepeHHas cAabocmo Kii-
cmeil, neekas ducmanvHas carabocms Hoe, pegieKcobl COXpaH-
Hbl, eunecmesusi CMon, noxXooKka o0bIuHas, MOJcem UOMU HA
HOCKAX U NAMKAX; MEAKOPA3MAUUCIbLI MPEMOp NAAbUEE DVK
npu HAnPsANCeHuU.

Y manvuuxa 11 aem xcanodvr Ha NOGbIUEHHYIO YMOMAS-
emocmo npu (Pu3U4ecKoil Hazpy3Ke, U3MEeHEeHHYI0 NOX0OK).
Mnononaodnas bepemeHHOCmb NPOMEKAAA C YePO30il npe-
puvleanus, poowl 8 cpok, poouacsa 1-m, ¢ MT 2800 e, daunoii
mena 48 cm, oyenka no wikane Aneap — 8/9 bansnos; do 1 mec
OAU3HeUbl HAX00UAUCH 8 CMAUUOHAPe ¢ UACHO30M NePUHA-
MANbHO20 NOPAJICEHUS YEHMPAAbHOU HEPBHOU CUCMEMbL, CO-
cmosiHue He 0bL10 msaxceavim. Pannee pazeumue no eozpacmy,
nowen 8 13 mec. Xopouio yuumces. Ogpmanomonoe: pacxoos-
ueecst HapyJICHoe Kocoaaasue, 2UnepmemponutecKull acmue-
mamuzm. Opmoneo: 8poNCOeHHAST MblUeHHAsT KPUsouies,
C-o0b6pasHblii ckoauo3, ceubamenbHas KOHMPAKMypa maso-
OeOpeHHbIX U 201eHOCMONHBIX CYCMABO8, NAOCKOBANbEYCHAS
deghopmanus u sKeuHycHas ycmarnoexa cmon. Ypoeeno KOK
6 Hopme. Tlpu ocmompe: cmpabuszm, eunompogus Mvludy, 20-
AeHeil U cmon, cHudceHue cunbl paseubamens I naavya cmon,
CYX0JUCUNbHBIE PeAeKChbl C PYK 0NCUBAEHDBL, C HOZ — NOBbI-
WeHbl, ¢ paculupeHuem 30H 8bi3bl8aHUsl, NAMOA0CUHECKUE
Kucmesble 3HaKu, HenocmosHHo cumnmom babunckoeo, xo-
Oum Ha HOCKAax HEyCMoLH1Ue0, Ha NAMKAX — ¢ Mpyoom, amak-
cuu Hem. Peuwb, unmennexkm He HapyuieHbl.

Yopama — ouzueommnoeo bauzneua cxoonasn Kaunu4eckas
KapmuHa.

Y bpama 5 aem npe-/nepunamanvroii namosocuu
He ObLn0, nouten 8 13 mec, ecmo Heepybas 3a0epicka peuego-
20 pazeumus (oucaaaus); noceujaem demckuii cad. Ilpu oc-
Mompe: 8anb2yCHASL YCMAHOBKA CIMON,; HENOCMOSIHHO PACX0-
dsueecs Kocoeaasue; MolUeHHASI 2UNOMOHUS, YMePeHHAs
crabocms naavyes Kucmeil, pazeubameneil U NA1bUee CMon,;
pegpaeicol ¢ pyk cpedHeil Hcusocmu, KOAeHHblE — 0NCUBAEHDL
¢ pacuiuperuem 30H, axuin08bl — CHUNCEHbI, NUPAMUOHBIX
3HAKO6 Hem, HEYCMOUMUBO X00UM HA HOCKAX U NAMKAX, no-
X00Ka ¢ 21eMEeHMAMU NAPemMU4ecKoil, Heycmouuueasl.

IIpu cemeiinom cexeenuposanuu no Caxeepy noomeepoic-
denvt BIIC-naxooku y demeii, eapuaum SPTAN1 6 eemepo-
3UCOMHOM COCMOsSHUU Hail0eH y mamepu, eapuanm LITAF —
y omua. Ilpoucxoxcdenue éapuanma y mamepu (yHaciedogan?
de novo?) He evisicHe 0, y omua, 04e8UOHO, YHACAeO08AH.

Ien SPTANI cBsa3aH ¢ HecKoJbKUMU AJl-00J1€3HSIMHU,
B YaCTHOCTU CIIACTUYECKOM Mapariierueii (spastic paraplegia,
SPG) 91-ro tumma (OMIM: 629538), xapakrepu3yolieiics
3HAYUTENILHBIM KIIMHUYECKUM Pa3HOOOpa3reM, B TOM YKCIIe
BHYTPUCEMENHBIM, — 10 BO3paCcTy Hayasia (Jalle JeTCKUit),
HaJIMYMIO/OTCYTCTBHIO COITyTCTBYIOIIMX CUMITTOMOB (aTaKCHs,
ITHIT). B naHHOM ciydae y MaTepy OTMeUaeTcsl CyOKIMHU-
yeckasd SPG 91-ro Tura, y crapiiyx CbIHOBEH MpaMUIHAsT
CUMITTOMAaTHKa 60Jiee BhIpaXkKeHa, UMEIOLIASICS Y HUX TUIIO-
Tpodus TojieHel MoxkeT ObITh IposiBieHueM ITHIT npu SPG

91-ro tuna. Ien LITAF accomuupoBan ¢ AJII-HMCH 1C
(OMIM: 601098). KimmHnyeckast KapTiHa OTILa COIVIaCyeTCsT
¢ 9Tol (hOpPMOIi, OOBIYHO MMEIOIIEH HETSKEN0e TeUeHUe
(xonpba coxpaHsieTcst 10 KOHIIA XXU3HU ), O0JIE3Hb ero Marte-
pu — ¢ AJl-HacienoBaHveM; B (DeHOTUIT OTIIa BHOCUT BKJIaI
HereHeTUYeCcKasl CycTaBHas MaTojiorys. Muaaiumii pedbeHoK
MMeEeT HETSDKENYI0 COUETaHHYI0 CUMITTOMATUKY, COOTBET-
CTBYIOILIYIO HauabHOI cTaguu 6one3Heil. bes BITC obe ce-
MelHbIe 00JIE3HU He ObLIU Obl PACIIO3HAHBDI.

Knunuyeckum cnyyain 10

Mesouxa 12 mec, eduncmeeHHblil pebeHOK 6 ceMbe, Ha-
npaeaena ¢ nodos3peHuem Ha poxcoenHyo muonamuio (BM).
C nepuoda Ho8opodcOeHHOCMU HAOAH0ANUCH CUHOPOM <«BAN020
pebeHKa», ObIXamenbHas He0oCMamoYHOCMb, 8 OanbHelueM —
sovipadcernas 3MP c neboabuioil nosoxcumenbHoll OUHAMUKOLL.
Parnee memodom ananruza THK uckarouena cnunanvHas moi-
weynas ampous 5q. IMI: npusnarku nepsuuHO-Mblie4H020
nopaxcerus. Ypeerno KOK ¢ nopme. IIpu ocmompe: MT 7500
2, GHEUHUX NPU3HAKO08 JUCMOpoeeHe3a Hem,; KOHMPAKmyp
Hem; MblieuHas eUNOMOoHUS, apeqpeKcust; nblmaemcst dep-
HCAMb 20408y 6 BEPMUKANDHOM NONONCEHUU, NOBEPHYMbC,
8 NOAVJCEHUU N1edica 08U2aem PYKamu U Hoeamu, bepem npeo-
Membl, CUOUm ¢ NOOOEPICKOIL, ONOPbL HA HO2U Hem,; ncuxuye-
cKoe u npedpeuesoe pazeumue 6 Hopme. Kiunuueckas kap-
muHa coomeemcmeosara BM.

Tlpu T19C c cemeiinoii eepugpurayueii Haiidenvt 3 panee
He ONUCAHHbIX 8APUAHMA 8 2eMePO3UOMHOM COCMOAHUU.
c.4226C>T, p.(Thr1409Met) 6 cene anvha-3-uenu konrnaee-
Ha COL6A3, eo3nukuii de novo, a maxice Omyo8cKuli 6a-
puanm c.65784A>G, p.(GIln2193Arg) u mamepunckuii
¢.87944>G, p.(Met2932Val) 6 eene mviuteuHvix puaHoOUHOBbIX
peuenmoposé RYRI.

Ilamoeennvie sapuanmor COL6A3 6 eemeposucomuom
cocmosnuu evizviearom A/l-BM Bemaema, ee ocobenrHocms —
8pOJICOEHHbIe/DAHHUE KOHMPAKMYPbL CYCMAB08, OMCYMCMEY-
fowue y 0aHHOU NAUUEHMKU, HO NPUSHAK He A645emcs 00-
aueamuvim. len RYRI cészan ¢ psdom gopm, uz komopwix
hernomun desouru coeracyemes ¢ Hemsxceaoil AP-«6one3nvio
Manwvlx cmepoicHein».

Taxkum o6pazom, duasHocmuposarsl 2 604e3HU U3 2PYNNbL
BM. Jleuenue necneyuguunoe; HysCHO y4UMbI8AMsd PUCK 310-
Kauecmeenroil eunepmepmuu npu RYR I-ces3anmoii namonoeuu.
Cembs He naanupyem demopodicoerue. Ilo 3a0uHbim KamamHe-
CIMUHECKUM C8e0eHUAM, HAOAH00AEMCSL 0PAHUMEHHAS NOAOINCU-
menvHasa dunamuka: 6 1,5 eoda noseusacey onopa Ha Hoeu,
6 2,5 200a — x00bba ¢ noddepickoil, ¢ 3 1em desouka HeygepeH-
HO X00um 6e3 onopvt 00Ma; U3 NOAOINCEHUSL NeHCA He BCIaen;
cudum 6e3 onopwL; 8 GePMUKANLHOM HOAONCEHUU 0EPICUM 20~
108Y, 1€4CA — NPUNOOHUMACHL; OMMEHEHA Ne2KAsl MY20N008UINC-
Hocmb I nanvyee cmon, dpyeue cycmassl eunepnoosudichol. Peub:
¢ 21em — cao86a, ¢ 2,5 eoda — Kopomkue hpasvl.

B aToMm ciryyae 060CHOBaHHBIN KIMHUYECKUI TUATHO3
BM HeoxumaHHO pa3aenuics Ha 2 GopMBbI ¢ mepeceKaro-
UMUCS EHOTUITAMM; HO30JIOTUIECKUE THUarHO3BI — pe-
aynsTaT BIIC.
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Jlesyuika 18 1em KOHCYAbMUPOBAHA 6 C83U C NOOO3PEHUEM
Ha HMCH. Podumeau pasnvix HauuoHasvHocmeil (Mmamo —
mamapka, omey, — pycckuit) u cecmpa 23 aem 3dopoewi. Ilpe-
MopbudHo — degpuyum MT ¢ pannezo 6o3pacma u cés3aHHoe
¢ amum no3zduHee menapxe (¢ 17 asem); bbicmpo ycmasgaaa,
HO CNpassifach ¢ NOBCEOHe8HbIMU HA2PpY3Kamu. 3aborena me-
¢y Hazao ocmpo: be3 UOUMbIX NPUHUH NOSGUAUCH OMEUHOCb
U 6016 KOAEHHBIX, 201€HOCIONHbIX CYCMABO8, Kucmeil, 601U
6 cmonax npu xo0woe; 6vira eocnumanusuposana. Ilpu yao-
Mpa3eyKo8oM UCCAC008AHULU CYCMAB08 HAUOEHbI NPUHAKU
cunosuuma, npu YHMT — axconanvuoii ITHII, npu 6uoncuu
MbLUY, — MUO3UMA, 8blAGACHO HeDOAbULOE NOBbIUICHUE YPOBHSL
mpancamunas, rakmamoeeuopoeenasvl, KOK (377 Ed/a).
IIpednonazanu muosum, ocmpyro 60CnaAAUMENbHYIO ROAUHEL -
ponamuro, cunopom lTuitena—bappe. B meuenue 1—2 mec
OMEUHOCHb U 6016 YMEHLULUAUCD, HO NOSBUAUCH CAAOOCMb HO2
u oHemeHue cmon, ewje 6oavue chuzunacs MT; npu noemop-
HOM 00CA€008aHUL OMMEYEHO 3HAYUMENbHOEe NOBblUIeHUE
yposnuei KOK (1156 Ed/a; nopma — do 145 Ed/n), aakmam-
deeudpoeenasot (1160 Ed/a; Hopma — do 248 Ed/n), mpanc-
amunas. Ha nepevltii naan 6 oughgpepenyuanvroil duacnocmu-
Ke ebluLna eenemuueckas namoaoeus. Ilpu ocmompe: pocm
164 cm, MT 30 ke (3,9 SD), undexc MT 11,15 ke/m? (vi-
padcennviii degpuyum MT). B nesposocuueckom cmamyce:
NMo3a 21a3008U2amMeNbHbIX HAPYUWEeHUI Hem, CUAa MUMUYe-
CKUX MblLUY, 8 HOpMe,; CAA00CMb MblilY, uiel, OPHUH020 npec-
ca (U3 NoA0CEHUSA Aedca 6cmaem ¢ N000epICKOIL); eeHepanu-
306aHHAS AMPOPUS MbLULY KOHEUHOCMell, cAab0cmb 60bULe
ducmanvras (6 kucmsax 2—3 6aina; nayueHmrka He 6cmaem
Ha HOCKU U NAMKU) ¢ pACNPOCMPAHEHUeM HA NPOKCUMANbHbLE
omaoenst Hoe (U3 NOA0NCEHUS CUOS NAUUEHMKA 8CIAem ¢ ONo-
Dol Ha pyKu), eunopegaeKcus pyk, apegaexcust Hoe, N08epx-
HOCMHAA 2UNeCme3ust CMON U 20AeHell, CHUNCeHUe 2ay00Koll
YYECmMeUmenbHOCMU CMON, UHMEHYUsL NPU NAAbUEHOCOBOIL
npobe, Heycmoiiuueocmo 6 nosze Pombepea (cencumuenas
amakcust), noxooka Heepyb6o napemuyeckas, peuvb, UHmen-
aekm coxparnnbl. [nasnoi namonoeuu Hem (ocmompena), cayx
HOPMAAbHDBIIL.

Ilpu BIIC (cexeenHuposaHnue KAUHUYECKO20 IK30MA)
¢ eepugpukayueii no Caneepy «mpuo» é eene POLG naiidenol
2 camvix wacmoix namoeenuvix eapuarnma p.(Ala467Thr)
u p.(Trp 748Ser) 6 komnayHno-eemepo3ucomHom COCMOSHUU.

Ien POLG, kooupyrouyuii MumoxoHopuanvHyo noaumepa-
3y eamma, omeemcmeer 3a HeCKOAbKO MUMOXOHOPUANbHbIX
oboaesHell ¢ adeprbim Hacaedosanuem. CambiM HaCMbIM 5645~
emcs AP-cunopom SANDO — naubonee 6au3kuil Kk gpeHomuny
Hauwiell 601bHOLL, eKAtOHarOueMy axkconanvhyro IIHII ¢ 60ae6bim
cunopomom (xapaxmepnoim 0as POLG-ceazannoii ITHII)
U MUONAMUIO CO CHUNCEHHOL MOAEPAHMHOCMbIO K IU3UMECKUM
Haepyskam. Muozoobpaznvie cumnmomor SANDO He seasom-
s 00AUAMHBIMU UAU MO2YM NOSIGUMbCS NO3CE.

Bmopas naxodka omnocumcs k mumoxondpuanvroii ITHK:
6 eene MT-TL1 obnapyxycen wacmolit namoeeHHbLl 6apuanm
m.3243A>G 6 cocmosnuu eemeponaazmuu. Yposeno eemepo-
naazmuu y nauuenmku cocmasun 50 % 6 kaemkax Kpoeu

u 86 % 6 kaemkax mouesoeo ocadka, y mamepu — 28 u 68 %
coomeemcmeenHo, y cecmpol — 27 % 6 Kaemkax Kposu.
IIpu 2a3060ii xpomamoepaguu mMouu 8bi164€HO Pe3K0 NOBbI-
wenHoe codepicanue rakmama — 292,36 mM/moab (Hopma
0—25 mM/monv).

Bapuanm m.3243A>G, onucanHbulil npu paznuvHbix mMu-
MOXOHOPUANLHBIX OONE3HAX, AGAAEMCA OCHOBHbIM 051 CUH-
dpoma MELAS. Tunuunvix yepedpanbHblx CUMIMOMOB CUH~-
dpoma MELAS u usmenenuii MPT I'M y 60abHoll Hem, HO
8ePOSIMHO UX noseaeHue 6 danrvHeliuem. Y 49-1emueii mame-
DU U cecmpbl ¢ MEHBULUM YPOBHEM 2eMePONAA3MUU Hem «MU-
MOXOHOPUANBHBIX» CUMRIMOMOS.

Takum ob6pa3oM, IMAarHOCTUPOBAHBI 2 MUTOXOHIPU-
ajbHbIe 00JIE3HU, TIEpEeCEKAIOLIMECS IO HATMYUIO MUAOTIA-
iU, 7151 TOTOMCTBA MallMEHTKU PUCK Pa3BUTHUSI CUHAPO-
ma SANDO Huzkuii, puck pa3sutust MT-TL I-cBsi3aHHOM
00JIe3HN HeompeaeIeHHbI. MUTOXOHIPUATbHYIO T1aTO-
JIOTUIO MOXKHO OBLIO 3aIT0A03PUTh KIMHUYECKH, HO 2 60-
JIE3HU C pa3HbIM HACJIETOBAaHMEM CTAIM HEOXMIAHHOCTBIO;
oba nuarHo3a — 3aciiyra BITC.

Knunnyeckuin cnyyan 12

Jesouka 6 aem nanpasaena no noody 3nu3o0a paboo-
Mmuoauza. Pooumenu u cecmpa 9 sem 30opoeoi. Ilpemopouonoii
namoanoeuu He 6vi10. B 5 1em na gpore ocmpoit pecnupamoproii
supycroil ungexyuu c eunepmepmueii 0o 38,5 “C 603HuKAU
crabocmo u 604U 8 HO2AX, OMMeUeHa KpacHO-0ypas oKpacka
mouu. Boisieneno pesioe nogvlienue yposueii KOK (13 1200
Ed/n), mpancamunasz, sakmamoeeudpoeeHassl; OUaeHo3: no-
AUMUOZUM, CUHOPOM paboomuorusa, muoerodourypus. Cocmo-
SIHUe HOPMAAU308410Ch, NOOOOHbIE HNU300bl HE NOGMOPAAUC,
HO coxparsincsa evicokuti yposenb KOK — do 2000 Ed/a. Ha
MOMeHm 00paueHus Heanrod Hem, UMeHeHUll 6 cmamyce He
Hatideno. Ilpednonoxcena AP-muoenrobunypus. Ilposedero
nanenvroe BIIC «HepeHo-mbiueuHbvie 604e3HU» ¢ 6epughuxa-
yueit no Caneepy. Haxooku: 1) é eene CPT2 — oonokpammo
onucannulii panee eapuanm p.(Met32Thr) é eemepo3ucomuom
COCMOSIHUU, OOHAPYICEHHbLI maKice y mamepu; 2) 6 eeHe
CAPN3 — panee onucanHble KaK namoeeHHble 8apUAHMbL
p.(Phe200Leu) u p.(Arg748Gin) 6 komnayno-eemeposucom-
Hom cocmosinuu. Cecmpa ux He yHacaedosand.

Ten kaprumunnanemumounmpancgepazot 11 CPT2 ceszan
¢ HECKOAbKUMU KAUHUYECKUMU hopmamu HedoCmamo4HOCmu
hepmenma, eKarOHas cmpecc-uHOYUUPOBAHHYI) MUONAMUIO
(OMIM: 255110). Boae3nb c munu4nvim Ha4aiom 8 NOOPOCm-
KOBOM UAU 83DOCAOM 803pACHE U NPUCIYNOOOPA3HbIM meYe-
Huem uauie umeem AP-nacaedosanue, maxice ecmov A/l-gpopmbi
¢ HENOAHOU NeHeMPAHMHOCMbIO 2eHA (6 OAHHOM CAyHae MAMb
nayuenmru 30oposa). Cmpeccosbim pakmopom, o4esuoHo,
ABUNACH UHMEPKYPPEHMHASL UHpeK U

Kaunuuecku 6onee snauumot Haxooku 6 eene CAPN3, om-
8emcmeeHHoM 3a camyio yacmyio AP-nosicrokoneunocmmuyio
MI (ITIKMI R1, OMIM: 253600) ¢ munuunbim Ha4aiom
8 nodpocmrosom/ioHouteckom sospacme. Ilpu noemoprom oc-
Mompe 0e8oUKU OMMeUEHbL CHUNCEHUE KOACHHbIX PepaeKco8
U neeKas pempaKyus axunioesix cyxoxcuauil. Juasnocmupo-
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eana cyoxaunuveckas ITKMJI R1, oGescHsowas cmoiiko noevi-
wennyio akmusnocmo KOK (npu CPT2-cesa3annoli 6oae3Hu éHe
obocmpenuii akmuenocmv KOK Hopmanvha). Bckope 6 cemve
nposedena npenamanvias JHK-ouaenocmuxa IKMJ] RI:
y naoda Hatiden omuyosckuil eapuarnm CAPN3 6 ecemeposucommnom
COCMOSIHUU, 2CHEMUYECK UL NPOCHO3 OAG2ONPUSIHBLIL.

Kak B ciyyasx 10 u 11, nBoliHOM J1MarHo3 ObLT HEOXKU-
JIaHHBIM, HO 110 Apyroi mpuuyuHe: [IKMJI R1 BrisiBIeHa
Ha CyOKJIMHUYECKOM CTaJauu, ee MOJIHOE MPOSBICHUE —
BOIIPOC BPEMEHH.

HaGmoneHust pa3Hoo0pa3HbI 1O 00JIE3HSIM, COCTaBJISI-
oM “double trouble” (23 KJIMHUKO-TeHeTUYECKUE (pop-
Mmbl: 11 ¢ AIl-HacnenoBanuem, 10 ¢ AP-HaclienoBaHueM,
110 1 ¢ X-CLIeTIEeHHBIM M MUTOXOHIPUAJIEHBIM HaCJIe10Ba-
HUEM), TMaTHOCTUYECKUM CUTYaLUsIM (10J1abopaTOpHbIE
nuarHo3bl 2 HBHC u ux nmoaTBep:xxaeHue; KIMHUYECKas
KapTMHA, He YKJIaabIBaIoIascsl B OJUH TUarHO3, U TIOMCK
BTOPOI1 00J1e3HM; HeoxXuaaHHast Haxoaka rpu BITC), me-
tonam JAHK-ananuza. [ToMuMo 4acThIX 1 OTHOCUTEIBHO
yacThIx auarHoctupoBaHbl peakue HBHC: BpoxaeHHas
MuacTeHus1 12-ro tura, MUoUOpUILISIpHAsT MUOTIATUS
1-ro Tuna, HMCH 1C, cTtpecc-uHayuupoBaHHasi MUOTIa-
tus, SPG 91-ro tuna, HUP 53-ro tumna. I[1pu Mmonexysip-
HO-T€HETUYECKOM 00CJIeOBaHUY TALMEHTOB HapsIy
C U3BECTHBIMM NMATOTEHHBIMU BapUaHTAaMM BBISIBICHBI
8 paHee He ONMCaHHBIX BapUaHTOB B 7 reHax. OOHapyke-
Hbl HECTaHAAPTHBIE MOJIEKYJISIPHO-TEeHETUYEeCKUE CUTYa-
LIMU: CTPYKTYPHBI BapUaHT C BOBJICUEHUEM IIPUYUHHOTO
reHa (ciyyaii 8), BBICOKOBEPOSITHAsI OTHOPOIUTEIbCKAsI
nucomus (ciydait 5), peakast MoeKyJsipHasi hopma CUH-
npoma HUP (cayyait 6).

Kaxk v B Halmx HaGIIONEHUSIX, B JIMTEPAType O HEBPO-
Jnornyeckux “double troubles” mpeobmanarOT onmucaHus,
Bkmouatoie HMb — ogny vnm o6e B mape [4, 5, 15, 18—21].
Ectb 1ienble cepuu Takux cirydyaeB. A. Puma u coast. [5] mpo-
aHAJIM3UPOBAIU IPYMITy U3 157 B3pOCIBIX MALIMEHTOB C MO-
JICKYJISIPHO BepU(DUIIMPOBaHHOM JIMIIE-JIONATOYHO-TIICYEBOI
M/ 1-ro Tuna, npoweammx B 2017—2022 rr. yepe3 cneuu-
aJIM3MPOBaHHEIA LieHTp. Y 14 (8,9 %) mateHToB 13 11 ceMeit
orsuta BTopas HBHC, nontBepxxaeHHasa aHaiauzom JJHK:
MMOTOHUYECKas TUCTpodust 1-ro win 2-ro TUIOB, CITIMHO-
LepedesUIIpHas atakcust 6-ro Tuma, xopess [eHTMHITOHA,
ITKMJI R1, mporpeccupytolasi HapyKHast o(pTaIbMOILIe-
I'¥isl, MUTOXOHIpUaIbHast MUOIIaTUs. MIHTepecHo, 4To cpe-
mu Bropbix HBHC mnipeoGnaganu 0oie3HU 3KCHaHCUU
HYKJIEOTUIHBIX ITOBTOPOB: 4 13 7 HO30J0TUYECKUX (POpM,
8 13 11 cemeii. CouetaHue JIMLIe-JI0NaTOYHO-TUIeUYeBOoit M/,
1-To TUIIa C HEHACCACTBEHHBIMY HEPBHBIMU OOJIE3HSIMU,
Ka3aJioch ObI, 00JIee YacToe, OTMeYeHO Y 5,8 % IallieHTOB.
A. Granger U coaBT. [4] mpoBeIM MOUCK B3POCIbIX MalleH-
TOB C coyeTaHreM M/I 1 Ipyroii MbILLIEYHOI 60IE3HU cpe-
A TAMEeHTOB KJIMHUKYU Maiio 3a 2004—2020 . Y 7 manu-
€HTOB M3 6 ceMeil IMarHOCTUPOBaHbI 2 HACJCACTBCHHBIC
MBILIEYHbIe 00JIe3HU, BepUULIMpOoBaHHbIe aHanu30M JTHK.
Komb6uHauuu 0wl padHooOpasHbl: AI-MJI Dmepu—
Hpetipyca u AP-TIKM/I; AP-TTKMJI u BM; 2 nuctanbHble

AJl-M]1; MuoToHMYecKast IMCTpodus 1-ro uiv 2-ro TUIIOB
1 muotoHus ToMceHa. PaccMaTpuBaeTcst BepOSITHBINM BKJIALT
Kaxnoii 6one3Hu B (peHoTUIl. Hanpumep, y nauuenTa ¢ M|
OMmepu—peiidyca (ren LMNA) u IIKM/I (ren FKRP) He-
TsDKeJ1ask IPOKCHUMasIbHasi MUOMATUSI ¢ YMEPEHHO TTOBbI-
meHHbIM ypoBHeM K®K Mora GbITh cBsI3aHa ¢ 00EHMMU
(opmamu, HapyllleHHe CepICYHOro puTMa — C epBoii hop-
MO, 3M304bI PAaOAOMMOJIM3A ITPY Harpy3Ke — CO BTOPOI.
Coueranue M/ ¢ HeHacIeACTBEHHBIMU WJIM MHOTO(aKTOp-
HBIMU MBIIIIEYHBIMU OOJIE3HSIMU HAWACHO JIMIIIb B 5 ClTy4ya-
sax. O0a uccienoBaHUsl WITIOCTPUPYIOT 3HAYMTEIbHYIO
yactoty couetaHHbIXx HBHC gaxe B rpymmax ¢ orpaHu4YeH-
HBIM COCTaBOM OOJIE3HEN.

Kak B mpencTaBieHHbIX HAMU CIydasx 1 v 2, Haauuue
2 HBHC, 0cobeHHO YacThIX, MOXKET OBbITh SIBHBIM KJIMHUYE-
cku, 1o JHK-guarnoctuku [1, 15, 19, 21]. IToackasky Mo-
TyT AaTh TeHeaJIornyeckye JaHHbIe, OMHAKO, KaK B ciydae 9,
B psiZic HAOTIONEHMIT CeMEeIHBIN XapakTep 00JIe3Hel BhIsIC-
HSICS peTpocnieKTUBHO. Tak, y 1oHo1m ¢ cumnromamu [THIT
1 MuoToHuM auarHoctupoBaiu HMCH 1A (mymiukauust
BTeHe PMP22, ynacnenoBaHHasi OT OTLa) U MUOTOHUIO Tom-
ceHa (rerepo3urotHblii BapuaHT CLNC I MaTepUHCKOTO Mpo-
WCXOXIEHUS), HO TPU3HAKK 00Jie3HEeN KITMHUIECKHU 310PO-
BBIX poiMTesieli BhIIBWIM ToJbKO pu DHMI [19]. B cembe,
rae 2 OpaTta u MaTh ctpagaiu SPG 4-ro Tuna, y OmHOTo U3
OpaTheB C MPUCOCTUHUBIIMUMUCS TITO30M, O(TaTbMOILIE-
rueit U Au3apTpueil IMarHoCTUPOBAIN OKYyJIo(hapuHreaab-
Hyto M/I. BeIsicCHUI0Ch, YTO HEpacIO3HAHHbIE CUMIITOMBI
atoii MJI nMenu yMmepiivii oTell U ero poICTBEHHUKM.
¥ Broporo 6pata ¢ SPG 4-ro Tuna UCKIIOUMIN OKYJIO-
¢apunreanbHyio MJI, HO BBIABUIN HelipoduOpomaTo3
1-ro tTuna. D10 KpatiHe penkuit npumep 3 HBHC B cembe
[6]. B apyrom cirydae oco6oii peaKOCThIO SIBISICTCS HE TOJb-
KO coyeTaHue 3 HacJeACTBEHHbIX 0OJie3Hei, HO U ofaHa
U3 HUX. Y 44-netHero nauuveHra ¢ jerkuM HWUP u moauku-
CTO30M IT0Y€EK, YHAC/IEAOBAaHHBIM OT MaTepH, B 42 roja no-
SIBWJIMCH CITACTUYECKMI Mapariapes, TpeMop, Ta30BbIe pac-
cTporiictBa, MPT-kapTuna netikomuctpodpuu. Metonom
[T C 6B 0OOHAPYKEHbI TTATOTeHHBIN BApUAHT B CBSI3aH-
HoM ¢ AJ/l-nonukucTo3oM nmodyek reve PKD 1, HaiineHHbI
TaKXe y MaTepu, U 2 MaTOT€HHbIX BapraHTa B TeHe (heHMI-
KeToHypuu PAH B KOMIIayHI-T€TE€PO3UTOTHOM COCTOSTHUM.
Br1siBUB 3aTeM runepdeHwIalaHMHEMUIO, TUaTHOCTUPO-
BaJIM OYEHb PEIKYI0 (PeHWIKETOHYPUIO ¢ MMO3NHMUM Haya-
JIOM U (heHOTUIIOM Jietikoauctpoduu. Kpome Toro, B no-
HUCcKax npuuuHbl paHHero HUP npoBenn XpoMOCOMHBIi
MUKPOMAaTUYHBIN aHaIu3: OblJla OOHAapy:KeHa MUKPOIY-
mkaums 15q11.2, yHaciegoBaHHas OT MaTepU C HOP-
MaJIbHBIM MHTEJIJIEKTOM U U3BECTHAs KaK aCCOLIMUPOBaH-
Has C KOTHUTMBHBIMU U TIOBEACHYECKUMHU HAPYLLIEHUSAMU
MpY HETIOJIHOI TTeHeTpaHTHOCTH [8].

B Hammx 1 onMcaHHbBIX B JUTEpaType HAOIIOIEHUSIX
npeodsagaroT HBHC neTckoro u 1oHoIIeCKOTo Bo3pacTa,
HO ecTb ciiyyau “double trouble” ¢ o6euMu MO3THUMU
0osie3HsIMMU, KaK y 70-J1eTHEl XeHIIMHbBI ¢ TPOTPecCcupy-
IolIe HapyKHOM o(TaIbMOILIETUEH TUIIOC U HETSIKEI0M
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xopeeit [eHTMHTITOHA, MaHKGECTUPOBABIIVMU B 55 1 64 rona
COOTBETCTBEHHO [22].

B 6onbimHeTBe cityyaeB “double trouble” HacieaCTBEH-
HbIX OoJie3Hel — cinyJaitHast. Puck coueranust AP-6onesHei,
B TOM UYHCJIE peAKUX, MOBBIIIEH B UHOPEIHBIX ceMbsX [23].
ITpumep — 2 Typelikue UHOpeAHbIE ceMbU. B epBoii cembe
npu [1DCy 2 cecTep co cracTUYECKUM Iapanape3oM aua-
THOCTUPOBaIM penkyio AP-SPG 76-1o Tvra u y OIHOM 13 HUX
TTOATBEPIVIIN KIIMHUYECKUIA AMATHO3 ITEPUOANIECKOI 00163~
Hu [24]. B mpyroii cembe [1DC BoisiBIII0 SPG 76-10 THIIA
y Opata u cecTphl, a Takke AP-TTKMJI R2 y cecTphbr; BTopyio
00JIC3Hb CECTPHI HE MPEATIoJiaraim, ¢ HaIuurue 00bsICHU-
JIO KIIMHUYEeCKUe pasanuus y cuocoB [25]. Bmecrte ¢ Tem
KPOBHOE POJICTBO POAMTENICH, HACTOPaXKMBAIOIIEE B OT-
HollleHUM AP-maToyioruu, He CHUXXaeT BEpOSTHOCTH 00-
JIE3HE ¢ IPYTUM HACJIEIOBAaHUEM, KaK B OMMCAHHOM HaMU
caydae 6 ¢ peakoii AP- u yactoit AI-HBHC y peGenka.
V nanueHTa u3 MHOpeAHOU ceMbu codeTanauch AP-SPG
18-ro Tuna u HeTsKenass AJI-HMCH 2A2A [26]. B opyroit
WHOpEIHOMN ceMbe, Tae 4 pedbeHKa cTpagaiu AP-uutpyn-
JIMHeMUER 1-To TUIIA, Y OMHOM U3 TAIMEHTOK Ha 2-M TOILy
JKU3HM TTOSIBUIMCH CTOMKKME TUIIEPKUHE3bI, CYUTABIIINECS
MPOSIBJICHUEM CEMEIHOM 00JIE3HU, XOTsI OHM JIJISI Hee He-
XapaKTepHBl M OTCYTCTBOBAIU Y OOJIBHBIX CUOCOB; JIUIITh
B 13 net eit mpoBenu [1DC, oOHapyXuBIlIee YaCThIi MaTo-
TeHHBI BapuaHT de novo B reHe ADCYS5, cBsizaHHOM
¢ All-napokcusmainbHoii nuckuHesuei. JIHK-nuarHoctrka
LITPYJUIMHEMUM paHee Oblla IIPOBeIeHa Ha OCHOBE TTAHEH,
B KoTopyto reH ADCYS5 ne Bxonui [27].

HeoxxumanHas Bropast Haxoaka MOXKET ObITh CBsI3aHa
C HETIOJTHOM ITeHEeTPaHTHOCTHIO/9KCIIPECCUBHOCTBIO IT'eHa.
Y poccuiickoii TallMeHTKY ¢ HadyaBIIUMCS Ha 4-M JIeCSTH-
JIETUM CITAaCTUYECKUM ITapanape3oM npu naHesabHoM BITC
B otBeTcTBeHHOM 3a AJl-SPG 4-10 Tna rene SPAST ObL1
HalaeH naroreHHbI BapuaHT p.(Cys28Leufs*20), yHacne-
JIOBaHHBII OT MaTepU C TAKOM 3Ke KITMHUIIECKOM KapTUHOIA,
U — HEOXUAAHHO — TaToreHHbI BapuaHT p.(Val405Met)
B cBs13aHHOM ¢ AJI-SPG 3-ro tuna rene ATL 1, yHacneno-
BaHHBIA OT OTLIA, HE MMEBIIETO Jaxe CYOKIMHUYECKUX
cUMIITOMOB Oosie3Hu [16]. Elie omHa KpaiiHe peakast CH-
Tyatws, cBsizaHHasi ¢ SPG 3-1o 1 4-ro TUIIOB, ObLTa B UTATbSTH-
CKOI1 ceMbe. Y IOHOIIM C HETSIKEIBIM CITAaCTUYECKIM Iapa-
1ape3oM TPy CEKBEHMPOBAaHMU TreHOB YacThiX SPG B reHe
ATL I Haiinmy naToreHHbIi BapyaHT p.(Argd15Tip) B rerepo-
3UTOTHOM COCTOSIHUM. Y CUMTaBIIIeii ceOsl 310pOBOil MaTe-
PM BBISIBUNIU CYOKIMHUYecKMe Npu3Haku SPG, omHako
BapuaHT ATL1 orcyrctBoBa. I1pu npomomkenun JHK-
JIMAaTHOCTMKHU y MaTepy 1 7 €€ pOACTBEHHUKOB, KIIMHUYECKU
3M0POBBIX, HO MMEBIIMX JIETKUE MUPAMUIHbIE CUMIITOMBI,
OOHApPYXWJIM TeTEPO3UTOTHBIN BapuaHT c.751insA B reHe
SPAST. Y XIMHUYECKH 3M0POBOTO OTLIA C OTMEUEHHBIMU MPY
OCMOTpPE BBICOKMM CBOJIOM CTOI Y runeppediiekcueii Hor
HaineH BapuaHT ATL 1, yHacaenoBaHHBIN CHIHOM [28].

Bo mHorux cnyvasx “double trouble” Habomanoch
HE TOJILKO CyMMUPOBaHUE CUMIITOMOB, HO B3aUMHOE YTSDKe-
JieHue obonesHeii [1, 17, 18, 21, 29—31]. Hanpumep, B 601b-

IO MUTaIbSIHCKOM ceMbe 6 ee uieHOB cTpagaiu SPG
4-ro Tua, 7 — quLe-I0naTroyHo-uieyeBoiit M/I 1-ro tumna,
4 — obenMHU 0OJIE3HSIMU C O0JIee TSIKEI0N KapTUHOMN Kax-
noii [1]. OmHako 3TO He SBJISIETCS] TPaBUJIOM. Y TallUeHT-
k¥ ¢ SPG 4-ro Tumna u ciMHaJIbHOI MBILLIEYHOM aTpodueit
5q 3-ro Tuna o6e 00JIe3HU MPOTEKAIN HETSKEI0; aBTOPhI
MPEIOIOXWIN, YTO CIIACTUYHOCTD HOT YaCTUIHO KOMIICH-
cupyet ux cnadocTs [3]. B ipyrom ciyuae Hetsixenoe Teve-
HUE UMEJIM COYCTaHHbIE CITMHAJIbHAS MbIILIEYHAas aTpodust
5q 3-rotunau HMCH 1A [32]. ¥ nabmonasieiicst 1o 12 et
JIEBOYKM ¢ coueTaHreM AJl-sH1ieatonaTiuu ¢ HapyIeHU-
eM pa3BuTus U anuiencueit 42-ro Tumna (reH CACNAIA)
1 AP-HenoCcTaTouHOCTH KOMIUTeKca | mbIxaTebHOM Liemr
mutoxoHapuii (reH NDUFB3) TeueHue OblLI0 OoJiee er-
KUM, YeM MOXHO OXUAaTh B Hayayie 00JIe3HU Ha 1-M romy
Ku3HHU [14]. Y3 npeacTaBieHHbIX HAMU HAOTIOASHUI MOXK-
HO OTMETUTD aTUITMYHOE BPOXKIECHHOE HAYaJI0 U TSIKECTh
BPOXIEHHON MyUacTeHuU 12-ro tuna (ciaydai 5), HO s
CBSI3U MX C COMYTCTBYIOLIUM CUHApoMOoM MapTtuHa—besun
HET OcCHOBaHUii. B npyrux ciyvasx 06abias TsKecTb 00-
JIe3HEel 110 CPaBHEHUIO C TMIIMYHBIM TCUCHUEM KaxKIoi
B OTAEJBHOCTU He OTMeueHa. M3 4 mrarHoCTMpOBaHHBIX
cuHapoManbHbix HUP Tonbko cunapom Perra (ciyyaii 1)
HUMeJT IPKYI0 TUITMYHYIO KapTUHY, TOTIa KaK IIPY CUHIPO-
max MaptuHa—bemn, DHmkeasmeHa 1 CMut—MareHuc
(cnydau 5—7) He ObLIO XapaKTEPHbBIX AJISI STUX CUHIPOMOB
OTJIMYMTETBHBIX OCOOEHHOCTEM BHEIITHOCTH 1 TTOBEICHNSI,
MO3BOJISTIOIIMX MPEATIONOXUTD UX 10 (DEHOTHITY.

HMHorma cuMnToMbI Hepaclo3HaHHOM BTOPOI 00JIe3HU
CUYMTAIOT SITPOTeHHbIMU. Korga y meByliku ¢ 6-JeTHUM
craxeM 6oJie3Hr Buibcona—KoHoBasoBa BOZHUKIIM MPO-
BOLIMPYeMbIe HArPy3KO# qu3apTpusi, Aucdarus, Hapylie-
HUE IBVXKEHUH SI3bIKa, X PACLIEHWIN KaK MOOOYHBIN 3¢h-
dexr D-meHuLmMIIaMUHA B BMAEC MUACTEHUYECKOM
peakiiy, HO B pe3ysibraTe 00CIeI0BaHUS JUAarHOCTUPO-
BaJIi CEPOITOJIOKUTEIIbHYIO TeHEPAIN30BaHHYIO MHACTe-
HUIO C TIPEUMYIIECCTBEHHBIM ITOpaXXeHUeM OyIb0apHbIX
Mbl. HanpoTus, cToiikoe yMepeHHOE TTOBBIIIICHUE YPOB-
Heii TpaHcamuHas 1 KOK y My>X4mnHBI, ¢ IETCTBA CTpalaB-
1rero 6ose3Hb10 BuibcoHa—KoHoBanoBa, 00bSICHSUIN He-
COOJIIOIECHUEM PeXUMa TepaliK, HO I1OC/Ie TOSIBICHUS
MUaJITUU TIpH GU3NIECKON Harpy3Ke TUarHOCTUPOBAIN
0osie3Hb Mak-Apais (rmukoreHo3 V tuna) [2].

Hau6oee c10xXHO KIMHUYECKH paciio3HaTh coveTa-
Hue HBHC omHoi1 reTeporeHHOI IpyIIbl CO CXOAHBIM
¢enotunniom (HMCH, MJI, MOHOTeHHbIE BTIUIETICUN
M T.II.), OCOOEHHO €CJIM HET MOACKA3K/ B CEMEITHOM aHaM-
Hese. Takoe yaie BbIsIBISIeTC HeoxuaaHHo npu BIIC,
Kak B ciyvae 10. 3a HaxogkaMu B reHax 0oJie3Hel OaHO
TPYIIITBI MOXET CTOSITh HE TIPOCTO COBMAAeHNE, HO PEAKUIA
MOJIEKYJISIPHBIN MexaHu3M. [IprMep — MeKCHUKaHCKast ce-
Mb, rae y 10-1eTHero npobaHaa ¢ TSKeJIoi akCOHaIbHOMN
ITHIT o6Hapyxunu BapuaHThl 2 reHoB HMCH B rerepo-
3UTOTHOM COCTOSTHMU: YaCThIi NTaTOTeHHBII BapUaHT MC-
naHcKoro npoucxoxiaeHus p.(GInl63*) B rene GDAPI,
otBeTcTBeHHOM 32 HMCH 2K (B ocHoBHOM AP, peako
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AJl), u BeposiTHO natoreHHbIi p.(Leu741Val) B rene MFN2,
cs13aHHoM ¢ HMCH 2A2A (B ocHoBHOM AJl, penko AP).
IIpu obGciemoBaHUM CeMbU TeTEPO3UTOTHBIA BapUaHT
GDAPI HaiineH y otua v 6para, MFN2 — y Matepu U Apyro-
ro Opara, y Bcex He Obu10 cumiiromoB 1 DHMI -nipu3HakoB
HMCH. ABTOpHBI IPENNOJOXWIN AUTEHHOE HACIeA0BaHUE
HMCH y npo6anna [33].

CXOIHBIE CUMITTOMBI BOBMOXKHBI U Y COUETaHHBIX 60-
JIe3HE! pa3HbIX TPy, HarmpuMep cuHapoMa layHa (CJ1)
u panHux HMBbB [34—37]. XapakTtepHbie 1151 CII Mblleu-
Hasl runoroHusi, 3MP, moaBep>KeHHOCTb JIETOYHBIM MH-
dexuusM MoryT oTcpouuTh BeisiBiieHrue HMDbB. Tak, Tsoke-
JIble JeroyHble nHGpekuun y pedenka ¢ CJI cBsa3bIBaIu
C TUITMYHBIMU JUTI CUHIPOMA HapyIICHUSIMUA UMMYHUTETA,
Ho B 3 Mec nipoBesu [1D9C B nouckax Apyroit BO3MOXHO
MPUYMHBI MMMYHHBIX PACCTPOMCTB U HEOXKUIAHHO BBISIBU-
mm CMAS5q (1-i1 tun) [37]. Y aeBouxku ¢ CII ¥ OTCYTCTBUEM
XOIBOBI TOJIBKO B 6 J1eT ararHoctuposa CMASq (2-i1 Tv)
[34]. ¥ manbuuka ¢ CJI, runotoHueit, apedaekcueit u Bbl-
paxxeHHoit 3MP B 1,5 roga 0OHapyKWJIN BLICOKUI YPOBEHb
K®K, npuszHakyn M/I B MBIIIIEYHOM OWOIITaTe W IIPU Ta-
HenbHOM BITC nnarHoctupoBainm Mepo3nH-AePULIMTHYIO
BpoxaeHHyo M]I [35].

B GoabinHCTBE MyOaMKaLIMi TOCAEAHUX 2 NECITU -
JIeTUi, KaK ¥ Hawux HaomoaeHuii, JIHK-guarnoctuky
npoBoaunu meronamu BIIC. Bmecte ¢ Tem TapreTHas
MOJIEKYJISIPHO-TeHETHYEeCKass M MOJIEKYJISIPHO-IIUTOTE -
HeTudeckas auarHoctuka pssaga HBHC, ocobeHHO ya-
CTBIX, COXpPaHSIeT CBOM MO3ULIMU M IIPU 0O0CHOBAHHOM
KJIMHUYECKOM JMArHO3¢ MMEET TaKMe TIIOCHI, KaK MEHb-
IIKEe CPOKY BBIMOJHEHUS U 3aTPaTHOCTb. TapreTHhIe
METOJIbI, UCIIOJIb30BaHHBIE B ClIydasx 1—6, ocTaloTcs B
apceHaine nabopatopuit MI'HLI.

IIpennonoxenHas o gaHHbiM BITC “double trouble”
TpeOyeT pa3HOCTOPOHHEN ITPOBEPKU (COOTBETCTBUE (heHO-
TUIIOB, CETperalys HaliIeCHHbIX BADUAHTOB B CEMbE, B PsIIIe
CJIy9aeB — aHaJI3 UX TIAaTOTEHHOCTH) U He BCETa IMTOATBEPXK-
naetcs. [Tpumepsl — 2 poccuiickux ciyydast [38, 39].

KiHuueckast kaptriHa 15-71eTHero naiuyeHTa BKitoJyaia
arakcuto u cumntombl HMDbB ¢ nucranbHoit amuorpodueit
1 BeIcOKUM ypoBHeM K@K . ITpu ITDC BeIIBIIM 2 MAaTOreH-

1. Scarlato M., Nuara A., Gerevini S. et al. A new double-trouble
phenotype: fascioscapulohumeral muscular dystrophy
ameliorates hereditary spastic paraparesis due to spastin mutation.
Neurol 2015;62(2):476—8. DOI: 10.1007/s00415-014-7606-2
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HBIX BapuaHTa B KOMIIAyH-T€TEPO3UTOTHOM COCTOSTHUM
BreHe SYNE1, orBeTcTBeHHOM 3a AP-crimHOLIepeOeIsIpHYIO
aTakCHIO 8-TO TUIIA, a TAKXKe 3 BapMaHTa HEeONpeaeIeHHOM
3HaYMMoCTU B reHe DYSF (aucdepinH), cBSI3aHHOM C He-
ckonbkumu AP-MJI. PaccmaTpuBaiy Bo3MOXKHOCTB “double
trouble”, Ho maHHbie DHMI, MPT MmbIL u cerperauust
BapuaHToB DYSFno3ponunu uckmountb M/ [38]. B apyroit
ceMbe Y peOeHKa ¢ TSDKEJIBIM ITOPaKeHUEM LIEeHTPaIbHOM
HepBHoI cuctembl ipu [TDC ¢ ceMeitHoi BepuduKkauuei
OOHapYyXUJIU IMaTOTeHHBI TeTePO3UTOTHBLIA BapHaHT
de novo B reHe ATP1A2 v nuarHocTUpOBaIu H1edaorna-
TUIO C HapyIlIeHWEM Pa3BUTUS U anujerncueii 98-ro turma.
Kpowme Toro, B rene SPART, orBeTcTBeHHOM 3a AP-SPG
20-ro THMa, HALLLJIK 2 BapUaHTa HeoIlpeaeIeHHOM 3Haur-
MOCTH B KOMITayHI-T€TEPO3UTOTHOM COCTOSTHMU. OO1Iuit
CUMIITOM 2 00JIe3HE — paHHMI CIIAaCTUYECKUIA TTaparapes.
Xotsa cerperauus BapuaHToB SPART cooTBeTCTBOBaja
AP-HacnenoBaHuIO, TIpU UCCICIOBAaHMY Ha YPOBHE Ma-
tpuuHoit PHK ux maroreHHocTh He moaTrBepauaachk, SPG
20-ro Tuna Obl1a UCKIoYeHa [39].

IpencrapieHHbIe KTMHUYECKKE CITydau U JaHHbIE JIUTe-
paTypbl TOBOPSIT O TOM, UTO He3aBrucumoe codyetaHne HBHC
MepecTano CUYMTAThCs KpailHel peIKOCThIO, C pa3BUTHEM
BIIC Takue ciy4yau BBISIBASIOTCS CUCTEMATUYECKU —
B pe3yJIbTaTe HalpaBJIeHHOTO ITOMCKa 2 00JIe3HeM I He-
OXUIAHHO — 1 He Bcera Jierko. Jlaxe nmpy MoATBePXKICH -
HOM JMarHo3e, HO SIBHO aTMIIMYHBIX CUMIITOMaX /WA
TEeYeHUU 11eJIeCO00pa3HO MPOAOKUTh O0C/IeI0BaHIE Ha
MpeaMET BO3MOXHOI BTopoii 60j1e3HU. C Ipyroii CTOPOHHI,
nuarfHoctudyeckas 3HaunMocth BITC-Haxomok TpeOyeT
KJIMHUYECKOTO U TEHETUYECKOTO IMOATBEPXKIACHMS, IS
KOTOPOTro Hepenko IpupiiekaioT Metonbl PHK-ananu3za.
OmnpeneneHHble orpaHudyeHus1 MeToa0B BITC BaxkHO yun-
THIBaTh B UX BBIOOPE M TPAKTOBKE pe3yabraToB. [1pu Bcex
npeumyiiectBax BIIC rtapretnas JHK-muarnoctuka
He yTpaTuia cBoeii poau, MHorne HBHC nuarHoctupyior-
Cs1 pyTMHHBIMY TeHeTUIeCKUMU MeTomaMu. Kak u B K-
HUYECKOI HEPOTeHETUKE B 1I€JIOM, B PEILIEHUH BOIIPOCOB
“double trouble” oueHb BaXXHO B3aMMOJEICTBUE Tabopa-
TOPHBIX TEHETUKOB W Bpayeil, 3a KOTOPHIMU OCTAeTCs MO-
cJIeIHee CJI0BO.
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[p1 HanpaBneHUy CTaTby B pefaKLI0 XypHana «HepeHO-MblLLeuHble GonesHu»
aBTOPaM Heo6X0MMO PYKOBOACTBOBATLCA CNleAYIOLMMM NPaBUNaMu.
1. 06wue npaBuna
[Tpv NepBUYHOM HanpaBReHNI PyKOMUCK B pedaKLMio B KON 31EKTPOHHO-
r0 NUCbMA JOMKHbI ObITb yKa3aHbl Bce aBTOPbI AaHHOI cTaTbu. 06paTHylo CBA3b
C pefakuveit 6ynet noafepxuBaTh 0TBETCTBEHHbII aBTOP, 0003HAUEHHbIN B CTa-
Tbe (CM. NYHKT 2).
[penctaBnenve B peakLmio paHee ony6MKOBAHHbIX CTaTeil He AOMYCKAeTCA.
2. 0¢opmneHne faHHBIX 0 CTaTbe N aBTOpPaX
MepBaa cTpaHULa ZOMKHA COREPKaTb:
— Ha3BaHue (TaTbl,
— MHULManbl 1 Gamunun BCex aBTopoB,
— yueHble CTeneHu, 3BaHINA, JOMKHOCTY, MeCTo paboTbl KaXA0ro 13 aBTOPOB,
a 1akxe ux ORCID (npu Hanuuum),
— MONHOE Ha3BaHUe yupexaeHns (yupexaeHuii), B KOTopom (KOTOpbIX) Bbl-
no/HeHa pabota,
— ajpec yupexaeHna (yupexaeHuit)  ykasaHuem MHAeKca.
MocneaHAn cTpaHMLa OMKHA cofepkaTh CBeEHNA 06 aBTOpe, OTBETCTBEHHOM
32 (BA3b € pefakLmeli:
— amunua, UMa, 0TYECTBO NOAHOCTbIO,
— 3aHNMaeMan fOMKHOCTb,
—YyueHas CTeneHb, yueHoe 3BaHue,
—nepcoHanbHblit MexayHapoaHblit naeHtudukatop ORCID (noppobHee:
http://orcid.org/),
—nepcoHanbHblit uaeHTudukatop 8 PUHLL (noppobHee: http://elibrary.ru/
projects/science_index/author_tutorial. asp),
— KOHTAKTHbIi TenedoH,
— a[ipec 3NeKTPOHHOI NouTbl.
3. 0¢opmneHue Tekcta
Crabyu npunumatotca B dopmatax DOC, DOCX, RTF.
LWpn¢t — Times New Roman, kernb 14, MexcTpouHblil uHTepBan 1,5. Bee ctpanu-
Libl JOMKHbI ObITb NPOHYMePOBaHbI. TEKCT CTaTbIt HAUMHAETCA CO BTOPON CTPAHNLbI.
4, 06em cTateit (6e3 yueta UNNKOCTPALMIA M CMCKA TUTEPaTYpbI)
OpurnHanbHas cTatba — He 6onee 12 cTpaHuL (66nbLunit 06bem JonyckaeTca
B UHANBMAYANbHOM NMOPALKE, N0 PELUEHMIO pefaKLm).
OnucaHne KNMHUYECKUX CNyyaeB — He bonee 8 cTpaHuL.
0630p nuTepatypbl — He bonee 20 cTpaHuL.
Kpatkue coo6LieHna u nucbma B pefaKuuio — 3 CTpaHuLibl.
5. Pestome
Ko Bcem Bupam cTateli Ha 0TAeNbHOI CTPaHULE JOMKHO ObITb NPUNOXKEHO Pesto-
Me Ha PYCCKOM U aHTTINIACKOM (110 BO3MOXHOCTH) A3blKax. Pe3tome OMKHO KpaTko no-
BTOPATb CTPYKTYPY CTaTbU, HE3aBUCUMO OT ee TeMaTuKy.
06bem pestome — He Gonee 2500 3HaK0B, BKNIouas npobenbl. Petome He fOMKHO
COZePXaTb CCHITKN HA UCTOUHMKN IUTEPTYpbl U MANKCTPATUBHBIIA MaTepuan.
Ha 370l Xe CTpaHuLe NOMELLAKTCA KNoueBble (JI0BA HA PYCCKOM 11 aHTINIACKOM
(o BO3MOXHOCTI) A3blKax B Konuuectse 0T 3 Ao 10.
6. CTpyKTypa cTareil
OpurvHanbHas CTaTbA JOMKHA COAepKaTh CleaytLLme pasaensl:
— BBefjeHue,
—Lienb,
— MaTepuanbl U MeTofbl,
— pe3ynbrarbl,
—0bcyxzeHe,
—3aKnioyeHue (BbIBOAbI),
— BKNaZ Bcex aBTopos B paboty,
— KOHQAMKT MHTEPECOB ANA BCeX aBTOPOB (B CNlyuae ero OTCyTCTBIUA HEobXo-
ANMO YKa3aTb: «ABTOpbI 3aABNAT 06 OTCYTCTBIM KOHOANKTA UHTEPECOBY),
— 0p06peHue NPOTOKOAA MCCNES0BAHIA KOMUTETOM N0 6103THKe (C yKa3aHK-
em Homepa 1 AaTbl NPoToKoNa),
— MH$OPMUPOBAHHOE COrNacvie NALMEHTOB (A4 CTaTeil C aBTOPCKUMM UCCe-
AOBAHMAMM ¥ OMUCAHUAMU KNUHIYECKNX CTTyYaeB),
—Npyu Hanuuun GUHAHCUPOBAHWUA MCCNE0BAHNA — YKA3aTb €ro MCTOYHUK
(rpaHTnT.4.),
— bnaropapHocTy (pasgen He ABNAETCA 06A3aTeNbHBIM).

7. UnmocTpaTuBHbIN MaTepuan

WnniocTpaTuBHbIN MaTepuan fomkeH 6biTb NpeaCTaBneH B BuAe 0TAENbHbIX dail-
0B 1 He GUrypupoBaTb B TeKCTe cTaTb. [JaHHble Tabnuy He JOMKHbI NOBTOPATD JaH-
Hble PUCYHKOB U TeKCTa 1 Hao60poT.

Ootorpadum npesctasnaiorca B hopmarax TIFF, JPG ¢ paspelueHnem He mexee
300 dpi (Touek Ha Atoiim).

PucyHku, rpa¢ukm, cxembl, fUarpammbl JOMKHbI ObITb pefakTpyemMbimMu,
BbinonHeHbIMu cpeactBami Microsoft Office Excel unm Office Word.

Bce pucyHKM [OMXKHbI ObITb MPOHYMEPOBAHBI U CHAOXEHbI NOAPUCYHOUHBIMIA
noanucamu. OparmeHTbl pUCyHKa 0603HauatoTCA CTPOYHbIMM ByKBaMI pycckoro anda-
BUTa — «a», «<O» U T. Ji. Bce cokpalLieHus, 0603HaueHns B BULe KpuBbIX, OykB, undp
WT. A, UCMONb30BAHHbIE HA PUCYHKE, AOMKHBI ObITb paciundpoBaHbl B NOAPUCYHOUHOI
noanucy. MoAnMcy K pucyHKam JaloTca Ha 0TAENbHOM NIUCTe NOCNe TeKCTa CTaTby B 04-
HOM C Heil daiine.

Ta6nuubl JomKHbI ObITb HArNAAHBIMM, IMETb Ha3BaHue 1 NOPAAKOBBIA HoMep.
3aronoBky rpad LomKHbI COOTBETCTBOBATH X COfepaHMH0. Bce cokpaLLeHua pacund-
POBbIBAIOTCA B NpUMeYaHK K Tabnuue.

8. EAvHMLbI U3MepeHuA N CoKpaLleHna

EnuHnubl nsmepenna patotca B MexayHapopHoil cucteme egunmy (CH).

(CokpalLLeHna C110B He A0NycKaloTCa, Kpome o6LienpuHATbIX. Bce abbpeBuaTypbl
B TeKCTe CTaTbil AOMKHBI ObITb NONHOCTbIO paciundpoBaHbl Npu NePBOM YNOMUHAHMN
(Hanpumep, oHkoremartonorus (Or)).

9. Cnucok nuteparypbl

Ha cnepyloweil nocne TekcTa CTpaHuLe CTaTbu AOMKEH Pacnonaratbea CMUCOK
LMTUpYEMON uTepaTypbl.

Bce nCTOUHMKI LOMKHBI 6bITb IPOHYMEPOBaHbI, HyMepaLya 0CyLLecTBAAeTCA
CTPOr0 N0 NOPAAKY LIUTUPOBAHIA B TeKCTe CTaTbi, He B andaBuTHOM nopsaake. Bee
CCHINKIN HA MCTOYHUMKMN IUTEpaTYpbl B TEKCTe CTaTbyi 0603HaualoTca apabckiumm und-
pamu B KBaApaTHbIX ckobkax HaumHaa ¢ 1 (Hanpumep, [5]). KonuuectBo untupye-
MbIX paboT: B OpUrMHaNbHbIX CTaTbAX — He bonee 20—25, B 0630pax AnTepaTypbl —
He 6onee 60.

(CcolnkN BOMKHDBI JABATbCA HA NEPBOMCTOUHUKM, LUTUPOBAHUE OFHOTO aBTOpa
10 paboTe ApYroro HeAoMyCTUMO.

BKntoueHwe B CN1COK NUTEPaTYpbl TE3UCOB BO3MOXHO UCKMKUMTENBHO MY CCbiN-
Ke Ha MHOCTPaHHble (aHTN0A3bIYHbIE) UCTOUHUKI.

(Ceblnku Ha AnccepTauum u aBTopedeparbl, HeonybaMKoBaHHble PaboThl, a Takke
Ha laHHble, NONyYeHHbIe U3 HeOPULMANBHBIX UHTEPHET-ICTOUHIKOB, HE AOMYCKAKTCA.

[Ina Kaxporo MCTOYHMKA HeobX0AUMO yKasaTb: Gamunuu 1 MHULMANbI ABTOPOB
(ecnu aBTopoB bonee 4, yka3blBaloTCA NepBble 3 aBTOPa, 3aTeM CTaBUTCA «M Ap.» B PyC-
CKOM 1w "et al.” B aHrNIACKOM TeKcTe). ABTOPbI LUTMPYEMbIX UCTOYHMKOB JOMKHbI
ObITb yKa3aHbl B TOM Xe NMOPAAKE, UTO U B NEPBOMCTOYHIKE.

[pn ccbinKe Ha CTaTbK M3 XKYPHANOB NOC/E aBTOPOB YKa3blBaKOT Ha3BaHMe CTa-
Tbl, Ha3BaHWe XypHana, ros, ToM, Homep Bbinycka, cTpaHuubl, DOI cratbu (npu Hanu-
yum). lpu ccbinke Ha MOHOTPad U YKa3blBAIOT TaKKe NONHOE Ha3BaHNe KHUTM, MeCTo
W3[aHus, Ha3BaHe U3AaTeNbCTBa, FOf U3AAHINA, YNCNO CTPAHNL

(TaTbM, He COOTBETCTBYIOLLNE AAHHBIM TPe6OBaHUAM, K pacCMOTPEHNI0
He NPUHNMAIOTCA.

06wue nonoxeHusa:
« PaccmoTpeHue CTaTbit Ha MpeMeT Ny6AnKaLMy 3aHIMAET He MeHee 8 Hefleb.
« Bce nocrynatovume ctatbu peeH3vpyroTea. PelieH3us ABNAETCA aHOHUMHON.
« Pepakuma ocTaBnAeT 3a cooii NpaBo Ha peiakTUpOBaHNe CTaTeil, Npe/cTaB-
JNEHHbIX K My6nuKaumum.
« Pepakuua He npepocTaBnseT aBTOPCKMe K3emnnApbl xypHana. Homep
KypHana MoXHO NoNTyYMTb Ha 06LLMX OCHOBAHMAX (CM. MHGOPMALIVIO Ha CaifTe).
Marepuanbl gns ny6nuKaLuu NPUHUMAIOTCA MO afpecy:
neuromuscular.diseases@gmail.com.

MonHas Bepcus TpeboBaHuil NpeACTaBNeHa Ha caiiTe XypHana.
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