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HEBPOJ10TNA

KOrHnTnBHO€E, KOMMYHUKATUBHOE, COLIVIAIBHO-
SMOLIMOHAJIPHOE U aAIITUBHOE pa3BUTIE Y HEeTEN
C MepO3UH-IeUITUTHON MBIIIIEYHON TUCTPOduei

MomnaxoBa A.B., Bnogaseir JI.B.

060co6neHHOe CTPYKTYpHOE nogpasaeneHue HayyHo-uccnefoBaTenbCKOro KNIMHUYECKOro MHCTUTYTA NeanaTpum
U peTckom xupyprum umenu akagemuka t0.E. Benbtuwesa Poccuitckoro HauMoHanbHOro UCCNef0BaTeNbCKOro
mepuumuHcKoro yHusepcuteta umeHu H.WN. NMuporosa Munsppasa Poccun (125412, Poccus, r. MockBa,

Tanpomckas yn., a. 2)

Pe3slome

Mepo3unH-geduunTHaAsA MblleYHas AUCTPOdUA — 3TO
HEPBHO-MbILWIEYHOE 3a6oneBaHV|e C reteporeHHbIM dJe-
HOTUMNOM, B OCHOBE KOTOPOro JNexuTt D,edJVIU,VIT 6em<a
3KCTPALENNoNAPHOro MaTpukca namuHuHa-211. Mepo-
3nHonatna TpaguuMOHHO pacCMaTpuUBAETCA NpeumMy-
WecCTBeHHO KaK 3a6oneBaHme CKeNleTHoM MYCKynaTypbl,
npossnsaolieecs MblLEYHOM I'VIHOTOHVIeﬁ, 3a,u,ep>KK017|
MOTOPHOIO Pa3BUTWA, NPOrpeccupyloliei MblleYHOW
cna6ocn>|0, KOHTPAKTypaMu, CKOJIMO30M, [blXaTeJib-
HbIMW U HYTPUTUBHBIMU OCNOXHEHUAMN. BmecTe c Tem
HAKOMJIEHHbIE AdHHbIE CBUAETENLCTBYIOT O TOM, YTO NpU
MEPO3UH-AedULNTHON MbllWEYHON ANCTPODMM NaTono-
rMyeckui npouecc He orpaHM4YnBaeTCsa MblLIEYHOM TKa-
HbHO. 0C060€ 3Ha4yeHne UMeeT BOBJIEYEHNE LEHTPAb-
HOM HepBHOVi CUCTEMbI, YTO CO3[a€eT naTtoreHeTn4yecKue
npeanocbinkn pns HapyLI.IEHVIﬁ NCUXNYeCKOro pasBu-
TMa. B HacCTodALWemM nccnegoBaHMn € UCNOJib30BaHNEM

onpocHuka DP-3 npoBefeHa KomnaeKkcHas OUeHKa ABU-
raTenbHOMn, afanTUBHON, KOTHUTUBHOMN, KOMMYHUKATMB-
HOM U COLMaNbHO-3MOLMOHANbLHON chep y NaLUeHTOB
C BPOX[AEHHOW M NOACHO-KOHEYHOCTHOW hopmamu me-
PO3UH-AePUUUTHON MbllieyHoW aucTpodun. Hambo-
Jlee BbIPaXXeHHOE CHUXEeHMe MoKasaTeNeil 0TMe4anoch
B [BUraTeNbHOM M afanTUBHOM cepax y NauMeHToB C
BpOXJeHHON dopmoit 3aboneBaHus. Bmecte ¢ Tem y
4acTW NAUMEHTOB BLISBAANMCH HapyLEeHUS KOFHUTUB-
HOM, KOMMYHUKATUBHOW W COLMANbHO-3MOLMOHANbHOW
cdep, Torga Kak y oTAeNbHbIX G0/MbHBIX KOrHUTUBHbIE
nokasaTteiy COOTBETCTBOBANM CPEAHEMY YPOBHIO WM
npesbiWwanu ero. MonyyeHHble faHHble NOfYEPKMUBAIOT
HEOAHOPOAHOCTb KOTHUTUBHO-NOBEAEHYECKOrO Npo-
tduns 3aboneBaHns M He0OXOAMMOCTb WHAUBUAYANb-
HON KOMMNEKCHON OLEHKM NMCUXUYECKOro Pa3BUTUA Y
nauyMeHTOB C MepO3nHoNaTuen.

KniouyeBble cnoBa: mepo3nH-gedunumTHas mbiluedHas auctpotus, re LAMA2, 6enok nammuun-211, DP-3, Hapy-
WeHNs pa3BUTUSA, KOTHUTUBHOE Pa3BUTUE, HAPYLIEHUA KOMMYHUKALMUN.
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Cognitive, communicative, socio-emotional,
and adaptive development in children
with merosin-deficient muscular dystrophy

A.V. Monakhova, D.V. Vlodavets

Yu.E. Veltishchev Research Clinical Institute of Pediatrics and Pediatric Surgery, N.I. Pirogov Russian National
Research Medical University, Ministry of Health of Russia (2 Taldomskaya str., Moscow, Russia, 125412)

Abstract
Merosin-deficient muscular dystrophy is a
neuromuscular disorder with a heterogeneous

phenotype caused by deficiency of the extracellular
matrix protein laminin-211. Merosinopathy has
traditionallybeen considered primarilyaskeletalmuscle
disease, manifesting with muscular hypotonia, delayed
motor development, progressive muscle weakness,
contractures, scoliosis, respiratory and nutritional
complications. However, accumulating evidence
indicates thatin merosin-deficient muscular dystrophy
the pathological process is not limited to muscle
tissue. Involvement of the central nervous system is
of particular importance, as it creates pathogenetic
prerequisites for impairments in mental development.
In the present study, a comprehensive assessment of

motor, adaptive, cognitive, communicative, and socio-
emotional domains was performed using the DP-3
questionnaire in patients with congenital and limb-
girdle forms of merosin-deficient muscular dystrophy.
The most pronounced decrease in scores was observed
in the motor and adaptive domains in patients with the
congenital form of the disease; at the same time, some
patients demonstrated impairments in the cognitive,
communicative, and socio-emotional domains, whereas
in individual cases cognitive scores were within or
above the average range. These findings highlight the
heterogeneity of the cognitive-behavioral profile of
the disease and emphasize the need for individualized
comprehensive assessment of mental development in
patients with merosinopathy.

Keywords: merosin-deficient muscular dystrophy, LAMA2 gene, laminin-211 protein, DP-3, developmental
disorders, cognitive development, communication disorders.

For citation: A.V. Monakhova, D.V. Vlodavets. Cognitive, communicative, socio-emotional, and adaptive
development in children with merosin-deficient muscular dystrophy. Archives of Pediatrics and Pediatric Surgery.
2026; 4 (2): 46-54. DOI: 10.66825/2949-4664-apps-4-2-46-54.

47



48

Hespornorus / Neurology

BeepeHue

Meposus-fepunnTHas MbllIeYHAss AUCTPODUA —
pefKoe ayTOCOMHO-PEIeCCBHOE HEpPBHO-MBIIIEYHOE
3aboreBaHne, OOYC/IOBIEHHOE OMa/UIeNIbHBIMY I1aTO-
TeHHbIMU BapuaHtamm B reHe LAMA?2 [1]. 3abore-
BaHME XapaKTepU3yeTCs BBIPAKEHHON KIVHUYECKO
reTePOreHHOCTBIO — OT TSsDKENIOi BPOX/JEHHO (pOPMBI
(BpoxxzenHas MbleyHast guctpodust 1A, BM]] 1A) no
6ormee MATKMX (EHOTUIIOB IPY MOACHO-KOHEYHOCTHON
dbopme (110sICHO-KOHEYHOCTHASI MBIIIIeYHast AUCTPOdus
P23, TIKM/I P23) ¢ 1e6:10TOM B IETCKOM, TOZIPOCTKOBOM
U B3pOC/IOM Bo3pacTe. K OCHOBHBIM IIPOSBIEHNAM OT-
HOCATCS MBlIIeYHAs C/Tab0CTh, ABUTATE/IbHbIE HapYIIle-
HIIA, feOopMalyy OTIOPHO-/IBUTATEIbHOTO allllapara 1
HOBBIIIEHNE YPOBHA KpeaTnH(POCPOKNHA3HI B KPOBU
[2-4]. Hapsapgy ¢ comaruyecKuMy U JIBUTATeTbHBIMU
HapyIIEHUAM) MEPO3VMHOIATUA OTINYACTCS BOBJICYE-
HYeM IIeHTPa/JbHOJ HEPBHON CHUCTEMBL: y IAIMIEHTOB
MOTYT OTMEYAaTbCsA SHWIENTHYeCK)e IPUCTYIBI, CHU-
JKEHJe VHTE/UIeKTa, PAcCTPOICTBO ayTUCTUYECKOTO
CIIEKTPA, @ Y MOIaBIAONIETO YNC/Ia OONMbHBIX IPY IPO-
BeJIeHN) MAarHUTHO-PE30HAHCHOJ TOMOrpadum BU3Y-
QIUBUPYIOTCS XapaKTepHble VI3MeHeHMsI OeIoro Bellle-
CTBa TOJIOBHOIO MO3ra (TaK HasblBaeMas JIEIKOIIATVIA)
[5-8]. PacmpocTpaHeHHOCTb SMUIETICHM, 10 TaHHBIM
PasHBIX aBTOPOB, Bapbupyercs ot 5-8 [7, 9] mo 36%
[10] 1 ykasbIBaeT Ha OOJIBIIYIO YACTOTY BCTPEYAEeMOCTH
PV IOSICHO-KOHEYHOCTHOI popme 3aboneBanms [11,
12]. KorHNTHBHbIE HAPYLIEHNS PETUCTPUPYIOTCA IpPH-
MepHO Y 7% 60ombHBIX [9].

Ten LAMA2 xopupyeT a2-1ielb laMUHIMHA-211 - Te-
TepPOTPUMEPHOTO Oe/lKa BHEKIETOYHOTO MAaTpPUKCA, TaK-
K€ M3BECTHOTO KaK Mepo3uH. JlamyHnH-211 ABnsAercs
BaKHBIM KOMIIOHEHTOM 0a3a/IbHOI MeMOpaHbI MbIIIIeY-
HOTO BOJIOKHA 11 00eCIIed/BaeT CBI3b MEXY CapKO/IeM-
MO ¥ BHEK/IETOUHBIM MaTPUKCOM, YTO IMeeT KTI04eBoe
3HaYeHVe I CTPYKTYPHOI CTaOVM/IBHOCTY MBbIILICYHO
tKauu [13, 14]. Hapy1ennue 9107t CBs3M IPUBOAUT K Jie-
TeHepalVyl MBIIIEYHBIX BOJIOKOH U IPOTPeCcCUpYIOLIeit
MbIIIeYHO cmaboctn. IIpu aToM aKcrpeccus naMyuHu-
Ha-211 He OrpaHMYMBAETCA CKENEeTHON MYCKY/IaTypoOil.
benok oOHapy»1BaeTcsl Takoke B IIBAHHOBCKVUX KIIET-
KaX, HEPBHO-MBIIICYHBIX CYHAIICAX, T'OJIOBHOM MO3-
re M psje APYruX TKaHell. /IaMMHMHBI TaioKe paccMa-
TPMBAIOTCA KAaK BaKHbIe KOMIIOHEHTBI BHEK/IETOYHOTO
MAaTPUKCa, YJ4acTBYIOLIVe B PAHHMX STalax PasBUTUA
TOJIOBHOTO MO3ra. VIX BBICOKAs 3KCIIpeccus B SMOpHO-
reHese o0ecreurBaeT pery/snuo npomdepanyun Hevi-
POHA/IbHBIX ITPEIIeCTBEHHNKOB /1 B/IVAET Ha K/IFOUeBbIe
nporieccs! GOpMIPOBAHNS HEPBHOI TKaHW: HeJIPOTeHes,
IJIVIOT€He3, MUTPALVI0 HEMPOHOB, aKCOHA/IBHBI POCT
u cuHanrtorenes [15, 16]. CnegoBarenbHo, AeduIuT j1a-
MIHIMHA-02 MOXXET NPUBOAUTL K HApPYLIEHMIO HENpo-
HAIBbHOI oOpraHusanuy. IlepedncieHHble MeXaHV3MBI
MOTYT pacCMaTpUBAThCA KaK BO3MOYKHAs [TATOreHeTIde-
CKas 0cHOBa nposseHnit nopaxenna IJHC, Taknux xak

SIIWJIETICYS, KOPTHKA/IbHBIE Ma/Tb(pOpMaLiI U HapyIIe-
HUS HEIPOPa3BUTHS.

B panee ony0/11MKOBaHHBIX pabOTax MpeAIpUHIMA-
JIACH TIOTBITKY OLIEHUTb MHTEIEKTya/IbHbIe BO3MOXK-
HOCTH TIALIMEHTOB C MepO3MHOIATHEN C VCIIOIb30Ba-
HUEM Pas/IMYHBbIX IKan 1 tectos [11, 17, 18]. Ognako
MHTepIpeTalsd MOTy4eHHbIX JAaHHBIX OTpaHIYeHa Ma-
JIOYMC/IEHHOCTBIO BBIOOPOK, K/IMHIIECKOI HEOXHOPO-
HOCTBIO TAIIVIEHTOB, a TaKkKe TeM, YTO IpMMeHsAeMble
VHCTPYMEHTBI, KaK IIPaBWIO, ObUIM OPUEHTUPOBAHBI
IpeMMYILeCTBEHHO Ha OLIeHKY MHTEJUIeKTa 11 He II03BO-
JIAIM KOMIUIEKCHO OXapaKTepM30BaTb Apyrue 3Hauu-
Mble KOMIIOHEHTBI IICUXNYECKOTO Pa3BUTHA.

Ilens uccnenoBaHmA: OLEHUTH OCOOEHHOCTU KOT-
HUTUBHOW, COIMATbHO-3MOLIVIOHATBHO, aIalITUBHON 1
KOMMYHMKATUBHOJI cep Y HaIMeHTOB ¢ pasHbIMU (op-
MaMy MepO3UH-/ieDUINTHON MbILIEYHOI AUCTPODUNL.

Matepuansl u metogbl

VccnenoBanne mpoBefeHo Ha 6a3e IeTCKOTo ICHXO0-
HEBPOJIOTMYeCcKoro otgenenna Ne 2 Hayuno-nccnenosa-
TEeTbCKOTO KIVHMYECKOTO MHCTUTYTA NefUaTpUu U IeT-
cKoit xupyprun umenn akagemuka IO.E. Benpruiiesa B
nepuop ¢ 2020 o 2024 rop. B uiccnefnoBaHme BKIIOUYEHO
49 mauMeHTOB C MepPO3VH-AePUIMTHON MBIIIEYHO
nuctpodueit B Bospacte oT 1 roga o 12 et. Cpenn 06-
CIelIOBaHHBIX MaleHTOB 45 (91,8%) uenmoBek cTpagamm
BMI]I 1A, 4 (8,2%) uenoBeka — [IIKM]I P23. [Inaruos me-
PO3UH-IePUINTHOI MBIIIEYHOI JUCTPOoUM OBUT Of-
TBEPKIEH pe3y/IbTaTaM MOJIEKY/ISIPHO-TEHe TYeCKOro
uccnenoBanms. Bce maieHTsl, BK/IFOUeHHBIE B MCCTIe-
IoBaHue, IoAmMcan MHGOPMUPOBAHHOE COIIACKe Ha
ydacTyie B MCC/IEOBAHUM U 06PabOTKy HepCOHATbHBIX
JAQHHBIX.

Onenka pasBuUTHA TPOBOAWIACH C JICIONb30Ba-
HueM Mertopukyu «IIpodunb pasButus 3» (0T aHIL
developmental profile 3, cokparuenno DP-3), npencras-
STTOLIENT COO0T OMTPOCHMK JIIsl POUTENEN M 3aKOH-
HBIX IIPeCTaBUTENEN MMALMEHTOB B Bo3pacTe oT 0 1o
12 et 11 mecsiteB [19]. Ompoc fst KaXX[oro mamyeHTa
IPOBOAVJICSI OfHOKPATHO, IIOCKO/IbKY 3a00jieBaHye He
MpefIonaraeT MpOrpecCUpyIOIIEro yYXyALIEHNA BBIC-
VX ICUXWYECKUX PYHKIIMIL.

B nacrosmem mnccnegoBannm DP-3 ucronb3oBacs
IJ1A OLIeHKY CTIeAYIOLUX JOMEHOB:

o (usuyeckoe pasBuTe;

. aJATITUBHOE TTOBEJIEHIIE;

. COIMa/IbHO-9MOLIMIOHATIbHOE Pa3BUTHIE;

. KOTHUTMBHbBIE CITOCOOHOCTIL;

. KOMMYHMKAIVA.

PesynbraThl, MOMy4eHHBIE IIPYM aHKETMPOBaHUM,
pacrpefensannch 1O TIATY KaTeTopuAM: «3ajjepykKa
PasBUTHA», «HIDKE CPEJHETO», «CPeNHUII YpOBEHDY,
«BBIIlIe CPEIHErO» U «MHOTO BBIIIE CPERHEro». Yuu-
TBIBasi OCOOEHHOCTM Te4YeHUs] MepOo3UH-IeUINT-
HOM MBIIIEYHON AUCTPObUM, COMPOBOXKIAIOIIEICS



BBIPQ)KEHHBIMY JIBUTATE/IbHBIMI OTPaHMYEHUAMH, 00-
it 6aJIT 110 BCeM IIKaJaM B HACTOAIIEM MCCTIeoBa-
HIJ He aHA/IN3MPOBAJICS, IOCKOIbKY MOT IIpeyMYylile-
CTBEHHO OTPAXKaTb TSHKECTD ABUTATEIBHOTO (PEeHOTHIIA,
a He 00T YPOBEHb IICUXNIECKOTO Pa3BUTHA.

CrarucTudeckmii aHaln3 IPOBOAWICA C IIpUMeHe-
HHueM IIporpaMMHoro makera SPSS Statistics Bepcun
26.0 (IBM, CIIIA). HyneBas rumoresa oTBepranach pu
ypoBHe 3HaumMmocti p < 0,05. A amocTepropHbIX
HOIAPHBIX CPABHEHUII CTATMCTUYeCKas 3HAYMMOCTD
OLIEHNMBAJIACh C YYETOM IIOIPABKM Ha MHOXKECTBEHHbIE
cpaBHeHs ripu padj < 0,05.

Pe3synbTathl

Y mammentoB ¢ BM]I 1A Hanmbomnee BbIpa)keHHbIE
HapyIIeHVs ObIIM BBLAB/IEHDI B JBUraTeIbHOM chepe u
HaOJIIOfJa/IICh Y BCEX MPOTECTUPOBAHHBIX ITAIMIeHTOB.
3amep>XKa pasBUTHA 110 TAaHHOMY JOMEHY OTMedasach
y 43 n3 45 yenosex (95,6%), eme y 2 manueHToB (4,4%)
TIOKa3aTe/ COOTBETCTBOBA/IN YPOBHIO «HIDKE CpeIHe-
ro» (puc. I). CxomHas TeHIEHLNA, XOTA HeCKOTIbKO Me-
Hee BBIpaKeHHasl, OTMeYanach IO LIKale aJalnTUBHO-
ro noBefieHMsA. 3afiep)KKa pasBUTHsA ObUIA BbIABICHA Y
32 manuenToB (71,1%), IOKa3aTem «HV>KEe CPEHEro» —
y 8 maumenToB (17,8%), «cpemHU ypoBeHb» OTMEYaICs
y 4 manuenTos (8,9%), ypOBeHb «BBIIIE CPEHETO» — Y
1 mammenta (2,2%). B coBokymHOCTM CHIDKeHnMe
aJIalITVBHO-IIOBENIeHYeCKUX IToKa3areseil («3ajepyKka»
U «HIDKe CpefjHero») Habmopanoch y 40 n3 45 marm-
entoB ¢ BM]I 1A (88,9%). B xoruutusHoI cdepe mpo-
¢bub manmentoB ¢ BM]I 1A 6611 6071€€ HEOTHOPOIHBIM.
YV OGONbLIMHCTBA IALIMEHTOB IIOKA3aTell COOTBET-
CTBOBA/IM CpefHeMy YpoBHIO — 23 mammenTa (51,1%).
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Y 9 nanyentos (20,0%) pe3yabTaThl ObUIM BBILIE CPefi-
HETO, Y 2 maiueHToB (4,4%) — 3HAYNTE/IbHO BBILLE CPef-
Hero. CHIDKeHMe KOTHUTUBHBIX IT0Ka3aTesnei OblIo OT-
MedeHO y 11 n3 45 nmanueHToB (24,4%): y 7 maneHToB
(15,6%) BbLABNIEHA 3a/Iep>KKA Pa3BUTHA, Y 4 MALIMEHTOB
(8,9%) — mokasarem Hibke cpegHero. [lo pesynbraTam
TeCTUPOBAHMA COLMATbHO-3MOIVIOHA/IBHOTO IOMEHa y
HAIVIEHTOB C BPOXX/IEHHOI1 (POPMOIT TakxKe Ipeobasia-
JIV TIOKA3aTe/u, COOTBETCTBYIOIIVE CPeTHEMY YPOBHIO I
BbI1Ie. 4 pebeHKa (8,9%) MpoxeMOHCTpUpOBay 6asuIbl,
KBa/mMUIMPOBAaHHBIE KaK «3HAYNTE/IbHO BBIILIE CPETHE-
ro». 3ajep>KKa COLMaNTbHO-9MOLMIOHATBHOTO Pa3BUTYIS
oTMedasiach y 7 manmeHTos (15,6%), mokasaTenm HIpKe
cpenHero — y 5 manuenTtos (11,1%). ITpu orenke xom-
MYHUKaTUBHOU ceps! y manuentos ¢ BMJI 1A cpen-
HIII YpOBEeHb ObUI BbIAB/IEH y 19 manmeHToB (42,2%),
MIOKa3aTeyy BbIlle cpegHero — y 10 manyenTos (22,2%),
3HAYNTENTbHO BBl CpefHero — y 1 manueHTa (2,2%).
CHiKeHUe KOMMYHUKATYBHBIX IIOKa3aTesel ObIIO BbI-
ABNeHO y 15 n3 45 manyenToB (33,3%): «3agepxKa» — y
5 maruenTos (11,1%), «HrDKe cpegHero» — y 10 marmyen-
TOB (22,2%).

Y maumenrtoB ¢ ITKM]I P23 mpodwnp passurus
OT/INYAJICA MEHbIIENl BbIPAYKEHHOCTDIO HapYLIEHMIA
(puc. 2). Ilo pBuUTaTeNbHON LIKajIe y 2 U3 4 MaLMEeHTOB
(50,0%) mokasateny COOTBETCTBOBA/IN CPeTHEMY YPOB-
HIO, y 2 manueHToB (50,0%) — ypOBHIO HIDKe CpeIHero;
3aJIep>KKIM JBUTATEIbHOTO PasBUTHUA B JJAHHOI TpyIiIe
He oTMeueHO. [lo ImKasne afanTMBHOTO IOBEJEHNA y 3
nauyeHToB (75,0%) IoKas3arenu COOTBETCTBOBA/IN CPefi-
HeMy YPOBHIO, y 1 manmeHTa (25,0%) BbIAB/IeHa 3a/iepyKKa
pasBuTHA. B Haiueil BBIOOpKe OO/IbHBIE MOSICHO-KOHEY-
HOCTHOJ popMOIi 3a60/IeBaHNs He VIMe/TV KOTHUTVBHBIX
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PucyHok 1. Pe3ynbtarhl TECTUPOBaHUA N0 onpocHuky DP-3 naumeHToB ¢ BpoxaeHHoMN thopmoii 3aboneBanus (N = 45)
Figure 1. DP-3 questionnaire results in patients with the congenital form of the disease (N = 45).
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HapymeHnit: y 3 manmenTos (75,0%) OHM COOTBETCTBO-
BaJIM CPeIHEMY YPOBHIO, y 1 marenTa (25,0%) — ypoBHIO
SHa4YMTENIbHO BbIe cpenHero. [lo conmampHO-3MOINO-
HaJIbHOIA IIKaJIe PACIPENe/IeHIe PAaBHbBIM: ITO 1 malmenTy
(25%) ¢ ypoBHEM «HIDKE CPEHETO», «CPEHWIT», «BBILIE
CpelHero» 1 «3HA4MTE/IbHO BbILE CPeHero». 3ajiepiK-

KU COLMAIbHO-OMOLMOHA/IBHOTO PA3BUTHUS B [AHHOI
TpyIIIie He BbIAB/IEHO. B KOMMyHMKaTHBHOII cdepe y ma-
myenTos ¢ ITIKM]] P23 y 2 n3 4 nmanuenTos (50,0%) mo-
Kas3aTe/ly COOTBETCTBOBA/IM YPOBHIO HIDKE CPEHETO, Y
1 marrenTa (25,0%) — cpeHeMy ypoBHIO 1 Y 1 maijyenTa
(25,0%) — ypOBHIO BbILIIE CPEIHETO.
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PucyHok 2. Pe3ynbTtathl TECTUPOBAHMSA N0 oNpocHUKY DP-3 naumeHTOB ¢ NOSICHO-KOHEYHOCTHON thopMoii 3abonesanus (N = 4)
Figure 2. DP-3 questionnaire results in patients with thelimb-girdle form of the disease (N = 4)

IIpu comocTaB/eHUN pe3y/IbTAaTOB y IAIVIEHTOB C
pasubiMu popmamu 3aborneBaHus obpairaer Ha cebs
BHYIMaHIe, 4TO y nanyenTos ¢ BMJI 1A nanb6ornee 3Ha-

4yMOe CHIDKEHMe TI0Ka3aTeseli Hab/monanoch B IBUTa-
TE/IbHOI U a/IalITMBHO-TIOBefieHYecKo cdepax: 100,0 n
88,9% cootBeTcTBEHHO (puc. 3).
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PucyHok 3. CpaBHeHMe NpeACcTaBNeHHOCTH HU3KNX 6aNoB («3aepXKay» + «HUKE CPeAiHEro») no pasHelM JOMEHAM OMPOCHMKa
DP-3 y nauneHTOB € AByMs opMamu 3aboneBaHus

Figure 3. Comparison of the proportion oflow scores (“delay” + “below average”) across different DP-3 domains in patients
with the two forms of the disease



IIpy 5TOM KOTHMTVBHAA, COIMAIbHO-9MOLVIOHAIb-
Hasi M KOMMYHUKATUBHasA cepbl y OO/IBIIMHCTBA ITAIV-
enros ¢ BMJI 1A ocraBanuch Ha CpeflHeM YpOBHe UJII
BbIIlI€, OfIHAKO CHYDKEHE IO IAHHBIM JJOMEHaM BbIABIIA-
70chb 'y 24,4; 26,7 1 33,3% nauueHToB COOTBETCTBEHHO.
VY 6onbabix ITIKM]] P23 cHMKeHMe 1oKasaTeneil 6b11o
MeHee BbIPRKEHHBIM U He COIPOBOXKJANIOCH 3afepiK-
KOJ1 110 GONBIIMHCTBY olieHMBaeMbIx cep. Hanbonee
9aCTO B 9TOJ IPYIIIIE IOKA3ATENN HUYXKE CPEIHETO OTMe-
Ya/IMCh B IBUTATETIBHON U KOMMYHMKATUBHON cepax
- 110 50,0% manyenToB. CHUKeHe Oa/lIoB 10 afallTUB-
HOMY IIOBEfIEHMIO U COLMa/IbHO-3MOLIMIOHATIbHOMY JO-
MeHY BBIAB/ANOCH y 25,0% IaLMeHTOB COOTBETCTBEH-
HO, TOT/ja KaK KOTHUTUBHAA cdepa y BCeX MaI[VIeHTOB
TAHHOI TPYIIBI COOTBETCTBOBa/lA CPESHEMY YPOBHIO
unM Tnpesbintana ero. bonpable ¢ BM]I 1A oxmpgaemo
VIMe/U JOCTOBEPHO O0jlee HMU3KNUe Pe3y/IbTaThl [0 JBU-
rate7lbHOMY joMeHy (p < 0,001) 1 JOMeHy afalITMBHOTO
noBeziernst (p = 0,022) mo cpaBHEHMIO ¢ 6OMBHBIMHU C
TIOSICHO-KOHEYHOCTHOI (pOopMOII 3a60/IeBaHMA.

06cyxpeHue

B HacToAmeM ucclenoBaHMM IIPOBefieHA KOM-
IUVIeKCHAsl OLIeHKA KOTHUTMBHOM, KOMMYHUKATVBHOI,
a[IaNITVBHOJ M COLMA/IbHO-9MOLMOHAIBHO cdep y
HALMEHTOB C pasmuuHbIMK (hopMamMyt MepOo3nH-Tedu-
IIUTHOJ MBIIIEYHO! AMUCTPOUU € MCIONIb30BaHMEM
onpocHrka DP-3. DP-3 aBnaeTcsa akTyanbHBIM U M-
POKO JICIIO/Ib3yeMbIM MHCTPYMEHTOM OLIeHKV Pa3BUTHA
meTelt ¢ pasHbIMM maTonorusivu [20-22] u Takxke Ipu-
MEHSICS y MAIIEHTOB C HepBHO-MBIIICYHBIMM 3a0071e-
BaHuamu [23].

Hanbonee BbIpakeHHbIE OTKIOHEHVS OXXUAEMO
ObUIV BBIAB/ICHBI B JIBUTATE/IbHON cdepe ¥ afjalTyB-
HOM IIOBEfIEHNN Y HAIL[IEHTOB C BPOX/IEHHOM (opMoit
3abomeBanmsi. CHIDKeHNUe IBUTATENbHBIX ITOKa3aTeseit
OTM€Yasoch y Bcex manyenTos ¢ BMJI 1A, a cHibKeHue
a[JaNITVIBHOTO NOBefleHNs — o4t y 90% obceoBan-
HpiX. OflHaKO MHTepIIpeTanys 3TUX Pe3y/lIbTaToB Tpe-
OyeT OCTOPOXXHOCTI. B OT/IMYIe OT KOTHUTMBHBIX MU
KOMMYHUKATVBHBIX WIKaJ, ITOKa3aTeny aJalTUBHOTO
HOBEJIEHNsI TECHO CBSI3aHBI CO CIIOCOOHOCTHIO peOeHKa
CaMOCTOSTEIbHO BBIIIOTHATD ITOBCEIHEBHbIE NEICTBIAL.
Y maumeHTOB C TSHKEON MbILIEIHOI CTab0CThIO, BHIPa-
JKEHHBIMI KOHTPAKTYpaMJ, OIpaHMYEHNEeM CaMOCTO-
ATENTBLHOTO TIePefIBYDKEHN U BBICOKON 3aBVICMMOCTBIO
OT IIOMOLIM OKPY>KAIOIIVX CHIDKEHNE aIallTVBHBIX
ToKa3aTesell MOXKeT OTPaKaTb He CTO/ILKO HapyllIeHue
ICUXIYECKOTO Pa3BUTHSA, CKONMBKO (DYHKIMOHA/IbHbBIE
orpaHuyeHns, o0OyC/IOB/IeHHbIE OCHOBHBIM 3a00jIeBa-
HueM. BMecTe ¢ TeM IO/Ny4YeHHbIE pe3yabTaThl CBUJIE-
TeIbCTBYIOT O TOM, YTO HapylleHUs HelpopasBUTU
IIPY MEPO3MHOIATUN He CBOIATCA MCKITIOYUTENTBHO K
IBUTaTeNbHBIM OTrpaHmueHusIM. HecMoTpst Ha mpeo6-
JIaflaHye CPeSHMX II0Ka3aTe/lell B KOTHUTUBHOM, COLM-
aJIbHO-9MOLIMIOHA/IBHOI ¥ KOMMYHMKATUBHOM cdepax,
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CHIDKEHJEe IO JaHHBIM JOMeHaM ObI/IO BBIABIICHO Y
3HAYMUTENbHON YacTy marmeHToB ¢ BMJI 1A. Tak, kor-
HUTVBHbIE HAPYIIEHN: OTMEYaNINCh IIOYTY Y YeTBEPTHU
00C/IeOBaHHbIX, HApYLIEHNS  COIMATbHO-3MOIVO-
HaJIbHOII cpephl Hojiee YeM y YeTBepTH, @ KOMMYHIUKA-
TUBHbIE TPYJHOCTI — ¥ TPETU IIALIIEHTOB.

B TO Xe BpeMsA BbIAB/IEHHbIE KOMMYHMKaTMBHbIE
HapylIeHNs 3acay)KMBAIOT OT[EIbHOTO BHUMAaHMA.
YacToTa CHIDKEHMA TIOKasareseil KOMMYHMKalVM
0Ka3aJIach BbIlIe, YeM JaCTOTa KOTHUTMBHBIX Hapylie-
Hui1. BeposiTHO, JaHHBIN ()eHOMEH MMeeT MHOrOgax-
TOpHYy10 Ipupopy. [ToMrMo BO3MOXKHOrO BOBJIEYEHM
LIEHTPa/IbHOJ HEPBHO CUCTEMBI, CYIIECTBEHHYIO PONIb
MOTYT UI'PaTb OTpaHMYEHME COIMAIbHBIX KOHTAKTOB,
CHIDKEHNE [IBUTaTe/IbHOI aKTMBHOCTU M 3aBUCHMOCTD
OT ITOMOIIM B3pOcC/bIX. ¥ manueHToB ¢ BM]I 1A Takke
4acTO MPUCYTCTBYET AM3APTPUS U3-3a CTAOOCTI JINLie-
BOJl MYCKY/JaTyphl, KOTOpas TaKKe MOXKET CO3[jaBaTb
CTIOXKHOCTM TIPU OOLIeHNIL.

IlomydenHble B HaCTOAIIEM UCCIENOBaHUY JaHHbIE
XOPOILIO COIVIACYIOTCA C HAKOIIEHHBIMM CBEJIeHIUA-
MU O BOBJICUEHMM LIEHTPA/IbHON HEPBHON CUCTEMBI
IpY MepO3VH-7IePUIMTHON MBILIIEYHON AUCTPOPUN.
Crnexrp nopaxenusa [THC BxrouaeT snmientudeckue
IIPMCTYTIbI, MAaTOJIOTMYEeCKYI0 aKTUBHOCTDb Ha D3I, neit-
KOIIATUIO M CTPYKTYPHbIE aHOMA/IUM KOPBI TOIOBHOTO
MO3Ta, PacCTPOIICTBA Ay TUCTUYECKOTO CIIeKTpa U Hapy-
IIeHNs MHTE/UIeKTYalbHOTrO passutnA [3, 12, 24-26].
Cy1iecTByeT HeCKOIBKO BO3MOXKHBIX 00'bSICHEHWIT 9THX
HapylIeHMil. BelloK maMMHMH-a2 ABIAETCA Ba>KHBIM
KOMIIOHEHTOM IJIMOBAaCKY/IAPHOI 6a3aIbHON ITACTUH-
Ki remartosHiedanndeckoro 6apbepa, a TaKke yda-
CTBYeT B pery/anuy npomdepanny HelIpoOHOB, POCTe
AKCOHOB M CHAIITOTe€He3e B Iepyof] IMOPMOHATBHOTO
pasButnA. KpoMe TOro, MMeIoTCA 9KCIepUMEHTA/IbHbIE
JIaHHbIE O PO/M JIAMUHMHA-02 B PasBUTUM HoQamu-
HepriyecKX HENIPOHOB CPEHEro Mo3ra — CUCTEMBI,
CBSI3aHHOJI C MOTUBAIMel, 00y4eHVeM U SMOIMOHA/Ib-
HO-TIOBEfIeHYeCKOI1 perysnueit [27-29].

IIpumedarenbHO, 4YTO Y OTHENbHBIX HAlVIEHTOB
ObIIV BBISBJIEHBI BBICOKNE IOKa3aTenyt KOTHUTUBHOTO
pasBUTHA, YTO MOAYEPKMBAeT HEOFHOPOJHOCTb HEM-
POIICUXOIOTMYECKOTO MPOGIIA IIPU MEPO3UHOIATIN.
9To cormacyercs ¢ paHee OIyOIMKOBAaHHBIMU JAHHbI-
MI O TOM, 4TO BBIPQXXEHHOCTb M3MEHEHMII CO CTOpO-
Hpl [ITHC He Bcerma KoppenupyeT ¢ TAKeCTbIO [IBUATA-
TEIbHOTO (peHOTUIA. B OCHOBe 9TMX pas3mMdmii MOTyT
JIeKaTh MOJIEKY/IIPHO-TeHeTNYecKre MexaHnusMel |10,
29, 30]. YTouHeHMe 3TUX B3aMMOCBSI3€ll IPeCTaB/IsIeT
MHTepeC Il TIOHMMAaHNUsA IaToreHesa 3a0o0leBaHusA U
TpebyeT JanbHEeNIINX UCCTIeTOBAHNIL.

[MTaumentsr ¢ IIKMJI P23 B 1emoM meMOHCTpUpO-
Bamy 6oree COXpaHHBII Ipoduib pasButua. Hecmo-
TP Ha HeOOJbIIOe YNC/IO HAOJIOfieHuil, Y Bcex 00-
C/IelOBAaHHBIX MAIVIEHTOB KOTHUTHMBHBbIE ITOKA3aTemn
COOTBETCTBOBA/IM CPeJHEMY YPOBHIO VIV IIPEBbIIIAIN
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€T0, a BbIpa)KEHHbIE HapYLIEHN COLMATbHO-3MOLNO-
HaJIbHOI c(epbl OTCYTCTBOBAIN. [[aHHbBIE pe3y/IbTaThl
COOTHOCATCSL ¢ Oojlee JIETKMM TedeHMeM MOSICHO-KO-
HEYHOCTHOI ()OPMBI 3a60/IEBaHNUA M MOTYT KOCBEHHO
CBUJIETENBCTBOBATD O BIVIAHUN TAXKECTY IBUTATEIbHO-
ro ¢eHoTuma Ha GOPMUPOBAHNME ATANTUBHBIX M KOM-
MYHUKaTVBHBIX HaBbIKOB. OfJHAKO HeOO/IBIIOI pasMep
BBIOOPKI He MO3BOISACT AeIaTh OKOHYATe/IbHbIE BBIBO-
Jibl U1 TpeOyeT JabHENIIIer0 HaKOIIeHN HaOTIOfieHIA.

Ba)KHBIM NPaKTNYeCKMM pe3ynbTaTOM JIAaHHOTO JC-
C/IefloBaHMs SBJISAETCS JIEMOHCTPALVIA HeOOXOAMMOCTI
KOMIUIEKCHOJ OIIEHKM pasBUTVA INALMEHTOB C Mepo-
3uHomnarueil. TpafuIIOHHO OCHOBHOE BHMMaHIe IIpU
HAO/TIOIEHNN TaKUX MAIVIEHTOB Y/Ie/ACTCS IBUTATe/Ib-
HBIM, OPTONEANYECKNM, PECIMPATOPHBIM Y HYTPUTHB-
HBIM aclieKTaM 3aboreBanys. OJHAKO IOTyYeHHbIE
TAHHBIE ITOKA3bIBAIOT, YTO 3HAYMMas 9acThb MaIlVIEeHTOB
VMeeT HapyLIeHUs1 KOTHUTUBHOM, KOMMYHUKATUBHOM
U COIVATbHO-3MOIVIOHA/IBHON cdep, KOTOpble MOTYT
OCTaBaThCA HEIOOLIEHEHHBIMI B paMKaX CTaHIapTHOTO
HEBPOJIOTMYECKOTO OCMOTpa. VIX cBO€BpeMEHHOE BBI-
sBJIEHNE MMeeT 3HaueHMe I/ BbiOopa 0O6pa3oBaTesib-
HOJl TPOrpaMMbl, OpPraHM3aLVM IICUXOIOTMYECKON 1
JIOTOIIEANYIECKOI IIOMOIIY, @ TAKXKE IOIEPKKI CEMBIL.

HacTosmee uccregoBanme MMeeT pAJ OrpaHNYe-
Huit. HecMoTpst Ha TO 4TO /11 opdaHHOro 3abosneBa-
HIIs BBIOOPKa U3 49 4eTIoBeK AB/IACTCS Pelpe3eHTaTyB-
HOI1, B Hee BOLLIM TONbKO 4 maimenta ¢ IIKMJI P23,
IIOCKO/IbKY ONpOCHMK DP-3 mmeer orpanmyeHus mo
BO3pacTy. B aT0if cBA3Y JaHHBIE, IOTyYEHHbIE O TPYIIITEe
MAIVIEHTOB C MOSICHO-KOHEYHOCTHOI (opMoii 3aborte-
BaHN, CIelyeT MHTEPIPETUPOBATh C OCTOPOXKHOCTDIO.
Kpome Toro, DP-3 aBnserca CKpMHMHIOBBIM MHCTPY-
MEHTOM, OCHOBAaHHBIM Ha POJUTEIBCKON OLIEHKE, M He
3aME€HAET IIONHOLIEHHOTO  HEMPOICHUXOIOTMYECKOTO
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