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KOrHUTUBHBIE U ABUFATE/IbHbIE ®YHKLUWWN Y AETEA C MbILUEYHON
ANCTPODPUEN AHOLUEHHA

Leno. Ha ocHosaHuu u3ydeHUs 3Manoe NCUXOMOMOpPHO20 paszsumus, Jdebroma 3abonesaHus U
camocmosimesibHol x00bbbl npu MelweyHol ducmpoguu JroweHHa 8sideume Kpumepuu paHHel dudzHOCMuKU
U Np0o2HO3UPOBAHUSA.

Matepuan n metoppl. B uccredosaHue sxkatodeHsl 40 nayueHmMo8s My>Xcko2o nosaa & eospacme om 2 do 18
J1em U3 toXXHbIX peauoHos KazaxcmaHa ¢ noomeepxx0eHHbIM 0UazHO30M «MbluiedHas oucmpogus JroweHHa».
lposedeHebl pempocnekmugHeili  aHAAU3 MeduyuHckol  OoKyMeHmayuu, KJAUHUKO-Hesposo2u4eckoe U
2eHemudyeckoe obcnedosaHue nayueHmMos, aHaau3 OAHHLIX U B83aumoceasel Memodamu onucamesnbHoU
cmamucmuku.

Pesynemamel. [uazHo3 «MmbluiedHas oucmpopua JrowieHHa» KAUHU4YeckU U 2eHemu4ecku ycmaHoeaeH y 37
manedukos (92,5%), «mbiwedHas oucmpogus AroweHHa, npomexymoyHas ¢opma» - y 3 manequkos (7,5%).
Ha ambynamopHoli cmaduu ¢ coxpaHeHueM cnocobHOCMU K Camocmosames6HOMy nepedsuXkeHuro Haxoouaucs
24 pebeHka (60%), 16 mans4ukos (40%) Haxodunuce Ha HeambynamopHol cmaduu. 3adepXxka MomopHO20
paszsumus Ha 1 200y >u3HuU 3agukucuposaHa 8 meduyuHckol dokymeHmayuu y 21 pebeHka (52,5% );
3adepxkka Haswbika noasaHus y 18 demeli (45%,); popmuposarHue camocmosmesnbHoli xo0bbsl nocie 18 mecsayes
Xu3Hu — y 15 demeli (37,5%), cpeOHuUli so3pacm Ha4ana xo0bbel cocmasun 18,67+ 6,1 mecayes. 3adepxka
ncuxopeyegozo paszsumus Habawodanace y 19 manedukos (47,5%). ¥ 45% nayueHmos Oebrom 3abosesaHus
npuwescs Ha 8o3pacmHoli nepuod 3-5 nem, cpedHuli sozpacm debroma 3abonesarus 4,34+1,9 nem. B 42,5%
cyuaes duazHo3 bei1 gbicmassieH 8 go3pacme 7-9 nem. B epynne HeambynamopHeix nayueHmos 6biau uyyeHsl
npodo/mkumensHocme nepuoda xo0bbbl, 803pacmM ympamel camocmosamesaoHol xo0bbbl U 3aUu8UCMOCMb OM
go3pacma Oebroma. Bozpacm nomepu cnocobHocmu k camocmosmesnbHoli xodsbe sapsuposan om 8 do 16
siem, 8 cpedHem cocmasun 10,25+2,2 nem. [podokumenbsHocme nepuoda xo0bbbl Haxoouaace 8 uHmMepaase
om 6 0o 14,8 nem, 8 cpedHem — 8,6+2,4 200a. Cmamucmuyecku 3Ha4UMOU c853uU Mexxdy 803pacmom ympamsl
camocmosimesibHol xo0bbbl U 8o3pacmom debroma 3abosnesaHus He 0OHApyXKeHo.

3aknroyeHue: 3adepxka 08U2aMeNbHO20 U NCUXOpeYeso20 pa3gUMUS y MAJlb4uKo8 HeobxoOumo paccmam-
pusame Kak NomeHyuUaIbHble KAUuHUYeckue npedukmops! paHHel OuazHOCMUKU MblwedHol oucmpoguu
ArowerHa. Hedopoeoli u yyscmeumenoHsili Memod onpedesieHusl Ypo8HA KpeamuHKUHA3bl pekoMeHO08aH
8 Kavyecmee CKpUHUHea Npu 06c1edosaHUU MAab4UKo8 ¢ cumnmomamu obujeli 3adepXKu NCUXOMOMOPHO20
passumus Hapsaoy ¢ PyHKYUOHAbHbIMU MECMAamMu Ha 8elde/ieHue Hep8HO-Mblle4YHOU namosozuu.
KnroueBble cnoBa: meiweyHas ducmpogua JrowieHHa, 3adepxka NCUXOMOMOpPHO20 passumus, KO2HUMUBHbIE
HapywieHus, camocmoamensHas xo0eba.

BsepgeHune.

Mbiweynaa guctpoduma [rolweHHa — peLeccmB-
HOe, cLenieHooe ¢ X-XpOMOCOMOW HEPBHO-MbILLIEY-
Hoe 3aboneBaHWe, BbI3BaHHOE MyTaLMAMWU B reHe
DMD un npuBogdLiee K MOAHOMY OTCYTCTBUIO WAW
HegocTaTouyHOCTM Benka anctpoduH. benok anctpo-
bVH BXOAWT B cOCTaB ANCTPOGUH-acCOLNMNPOBAHHO-

b./l. Muip3anuesa, email: myrzaliyeva@gmail.com

ro rIMKOMNPOTEMHOBOIO KOMIIEKCA, COeAMHANLLEro
LMTOCKENET MbILLIEeYHbIX BOJIOKOH C OKpPY>KatoLnm
€ro BHeK/1eTOYHbIM MaTPUKCOM 1 obecrneymBaroLwnii
NPOYHOCTb, CTABUABHOCTb U PYHKLIMOHANIBHOCTD MU-
opunbpuan.

PacnpocTpaHeHHOCTb  MbIWEYHON  AMCTPpOodUM
[rowenna (MA[J) WMpoko BapbupyeT B pasHbIX
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CTpaHax u HaxoauTtca B npegenax 1,9-10,9 cayuaes
Ha 100 000 HOBOpPOXAEHHbIX Maab4MKOB. Tak, pac-
npocTpaHeHHocTb Bo ®paHuun, CLLUA, Beankobputa-
HuK, KaHage coctasasieT 10,9; 1,9; 2,2; 6,1 Ha 100 000
>KMBOPOXAEHHbIX Ma/JlbiyMKOB COOTBETCTBEHHO [1-3].
PacnpoctpaHeHHOCTb MblLLEYHON AncTpodun bekke-
pa Huwxe un coctasaset 1,5-3,6 cayyaes Ha 100 000
Manbumkos [4-5]. Lnpokme snugemmonornyeckme
nccnepgosaHusa B KasaxctaHe no pacnpocTpaHeHHo-
CTW HEPBHO-MbILLEYHbIX 3a60NEBAHNIA, B TOM YuncCie
no MAJ, He npoBOAMAUCE.

MbiweyHasa anctpodus [oleHHa, MbllleYyHas
anctpodua bekkepa - kanHUYeckme GOpPMbl OAHOTO
3abonieBaHMsA, OTAMYalOLLMecs BO3pacToM nebroTa,
TAXECTBIO U AMHAMUKOM KANHUYECKUX CUMMTOMOB,
XapaKTepoM reHeTnyeckoro Jedekra, MPOLOIKM-
TENIbHOCTbIO XXM3HWU U NPOrHo3oM. [lebroT 3abonesa-
HWA NpU 3/10KauyecTBEHHOU dpopme [ltolleHHa oTMe-
yaeTcs B 2-5 net, npu gobpokauectBeHHOU popme
bekkepa — 8-11 net. ®eHoTunmuyeckaa rpynna co
CpesHel TAXECTbIO TeUYeHWs U MoTepein CnocobHo-
CTW CaMOCTOATEeNbHOM x0Abbbl B BO3pacTe cCraplue
13 neT XW3HW onpeaenseTca Kak MpoMexyTo4yHas
dopma [6]. Knaccnueckme cuMniToMbl 3abosieBaHus,
HabntogaemMble B 4e6t0Te, OMUCLIBAOTCSA POANTENSIMU
Kak >anobbl Ha HapylleHWe MOXOAKYM; MbILLEeUHYHO
CnabocTb: pebeHOK WCMbITbIBAET 3aTPYAHEHWUS Mpu
xozbbe Ha fanbHWe PacCTosiHWUSA, NMOAbEME MO NecT-
HYLLe; OTCTaBaHWe pebeHka B MOTOPHOM Pa3BUTUM OT
CBEPCTHMKOB: pebeHOK MeHbLLe BUraeTcsl, He MOXET
npbirath, 6bICTPO 6eratb, HEJOBOK B akTUBHbIX UTpaX,
YyacTto cnoTblkaetca 1 nagaeT. KanHnyeckme nposs-
JIEHNS MbILLIEYHON ANCTPOGUN CBS3aHbl C Nporpec-
CUPYIOLWMM MOBPEXAEHVNEM U JereHepaTUBHbIMU
N3MEHEHUSAMU B MblLLLIAX MPOKCMMabHbIX FPYMn KO-
HeUYHOCTeW 1 Ta3a, KOTOpble MPUBOAAT K MbILLEYHOMN
CnaboCTu, AbIXaTeNbHbIM W CEPAEUHbBIM HapyLUEHUAM,
BTOPUYHBLIM M3MEHEHWUSIM KOCTHO-CYCTaBHOW CuCTe-
Mbl. BOABWNHCTBO NauneHToB ¢ dopmMoli [oweHHa
TepsAT BO3MOXHOCTb CaMOCTOATENbHOrO nepeasu-
XeHuns B Bo3pacTe 8-11 neT, neTasnbHbIA UCXOA HACTy-
naeT B pe3yabTaTe NPOrpeccrpytoeri cepaeyHom 1
pecnnpaTopHo HeLOCTaTOYHOCTK B Bo3pacTe 18-25
net. B pabote Emery AEH n coaBTOpOB, OTMEUEHO,
yto 50% naumeHtoB ¢ MAJ TepAarOT BO3MOXHOCTb
CaMOCTOATENbHOrO MepeaBuMkeHns B Bo3pacte 8,5
net, 95% naumeHToB — B Bo3pacte 11,9 neT; 99% na-
umeHTOB — B Bo3pacTe 13,2 net [6]. MauuneHTsl € dop-
MOW bekkepa MpoAoNXUTENIbHOE BPEeMs COXPaHsT
BO3MOXHOCTb CaMOCTOATENIbHOTO XOXJAEHWA, Cpea-
HAS1 MPOAONXKMUTENBHOCTb XXM3HW NPW 3TOM COCTaBAsA-
et 40-50 ner [7].
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SDTanbl ABUraTebHOTO U MCUXOPEYEBOrO pPa3Bu-
™"A, KOrHUTMBHaA chepa y naumeHtoB ¢ MAJ He-
OAHOKPATHO WM3y4yanucb WCCNefoBaTENAMU BBUAY
NX XapaKTepHbix 0cobeHHOCTeN. 3asepxka obLiero
pasBUTUSA, HapyLleHWe BepbHasbHOro M Hesepbasb-
HOrO UHTesIeKTa BblI OTMeUeHbl B 6OJIbLLNX KOTOp-
Tax MNaLMEHTOB C MblLLeYHOW AncTtpoduen [rolieHHa
HapsA4y C TakKMMW COMYTCTBYOLWMMWN MCUXUYECKUMMU
HapyweHuamu, kak CABI (11-20%), paccTpoicTsa
ayTuctnyeckoro crnektpa (3-4%), ob6ceccMBHO-KOM-
nynbcuBHble pacctporctea (5-60%) [8]. Mcuxome-
TpUyeckMe WCCIefOBaHWA BbIBUAM 3HAYUTEbHO
6osee HU3KNIN KOIDDULMEHT UHTENNEKTA Y NaLMEH-
ToB ¢ MAA: cpeaHmii IQ y naumeHToB coctaBaseT 85
6annoB no Lkane WHTennekta Bekcnepa, no cpas-
HeHuto co 105 Gannamu B 340POBbIX MOMYAALMAX
[9,10]. MNMepBoOHa4anbHO MpeAnofaranoch, YTO 3aKo-
HOMEpPHbIMM MPUUYNHAMWN 3a4ePXKKN obLLero passu-
TS U WMHTEANEKTYasIbHbIX CMOCOBOHOCTEN ABAAROTCA
BPOX/JEHHasi MbllleyHas ¢1abocTb, OrpaHu4YeHue
obpasoBaTeibHbIX BO3MOXHOCTEW W COLMANbHbIX
KOMMYHMKaLMIM, OAHAKO, MMetoLLmecs AokasaTesb-
CTBa O BOBJIEYEHHOCTM B NaTOJOrMYecKmii npoLiecc
CTPYKTYP FOJOBHOrO MO3ra MO3BOAAIOT PacCLUMpUTb
npezcTaBieHns o natopunsmonornv 3abonesanus. B
HOpMe AMCTPOPUH NpeacTaB/ieH B FOJJOBHOM MO3re
B BuAe MojHopa3MepHbix n3odopm B TAMK-epru-
YyeckMX CMHamncax B KOpe, rMAMnokKamMne 1 MO3Xeuke
N KOPOTKMX n3odopm B rave. MyTtaumm, BanstoLme
Ha KOpoTKMe M30POopMbl AUCTPOPMHA, CMOCODCTBY-
tOT BO/IbLUEN KOTHUTUBHOWN 3afepikke, YeM AedeKTbl
MOJIHOPa3MepHbIX M30HOpPM, MPMBOAALLME K MUHWN-
MaJIbHOW 4acToTe WHTeNNeKTyaNbHbIX HapyLUeHWN
[11,12]. B uenom, onpegensatowmm daktopom Ans
KOFHUTUBHBIX HapyweHuii npy MAJ, no-sugumowmy,
ABAAETCA CyMMapHasa notepsa MO3roBbIX M30Gopm 1
eLle He JOCTaTOYHO N3yYeHHasa PoJib NN,

MpakTnyecknin MHTepec Bbi3blBaeT psg paboT, no-
CBALLEHHbIX U3YYEHUIO AOKJINHNYECKUX CUMMNTOMOB
M PaHHUX KJVHWYECKUX MPOsiBAeHMI 3aboneBaHus,
MX B3aMMOCBS3b C AWHAMWUKOW HEBPOJIOrMUYECKMX
NPOSIBJIEHNA NP MbIleYHOW AnucTpodun [Jroliex-
Ha C Lle/bio BblgeNeHna NPesMKTOPOB AMarHOCTUKM
n nporHo3sa. Tak, B paboTe amepuKaHCKNX UCCAes0-
BaTesnell M3 UeHTpa [koHa XonkuHca, bantumop,
Mirski K.T. n Crawford T.O. nsyyanacb B3aMMOCBS3b
BO3pacTa Hayana CamMOCTOATE/IbHOW XOAbObl U KOT-
HUTUBHbIX HaPYLEHUA Y MasbuMKOB C MblLLUEYHOM
anctpoduer JrolleHHa Ha OCHOBaHWW peTpocnek-
TMBHOTO aHanm3a 179 cnyyaeB 3abonesaHus [13].
bbina yctaHoBneHO, UTo 42% feTeil Hauann XoauTb B
BO3pacTe cTaplue 16 mecaue xu3Hu n 45% peteit ¢
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MAJ, nmenn HapylleHWs No3HaBaTeNbHON AesTesb-
HOCTVM B HadanbHOM LWKone. bbina fokazaHa TecHas
B3aVMMOCBA3b MeXJYy KOTHUTUMBHBIMW HapyLlleHWa-
MW 1 BO3PacTOM Hauyajia CaMOCTOATE/IbHOW XOAbObl
(P<0,0001): naymeHTbl C KOTHUTUBHBLIMW HapyLUeHW-
AMW B LIKOJEe B 3 pasa Yalle MMenn 3afepXKKy Haya-
Nla camocCToATeIbHOM X0A4bbbl B aHaMHese. CpeaHuin
BO3pacT MoTepu CrocOBHOCTU K CaMOCTOSTENbHOMY
nepeaBUXEHWIO B 3TOM nccaegoBaHunm coctasua 10,9
NeT; CpesHWIA BO3PacT NOCTaHOBKW AnarHo3a - 5,1 roa
+ 2 roga. TaxecTb MOTOpHOTO geduumnta He 3aBumCe-
Nla OT YpPOBHA paHHEro NCMXOMOTOPHOIO pPa3BUTUS, a
BO3pacT MoTepu CrocOBHOCTU K CaMOCTOSTENbHOMY
nepeaBMXEHNIO HE KOPPENNpOBaa HU C BO3PacToM
Hauana xoAbbbl, HU C BO3PACTOM MOCTAHOBKW Aua-
rHo3a. B Apyrom peTpocnekTMBHOM MCCAeAOBaHUN,
rpynna HeMeLKux yuyeHbix Sarrazin E, von der Hagen
M, Schara U, von Au K, Kaindl AM. nsyuana paHHee
NMCUXOMOTOPHOE pasBUTMe, aHTporomMeTpuyeckme
JaHHble 1 B3aMMOCBA3N «PeHOTUN-reHoTun» y 263
neten y ¢ MAA [14]. Pesynbtathl UCcCaesoBaHms Mno-
Kasasu, UTo CpeHUN BO3PacT Hayaia caMoCToNTE b-
HoW xoabbbl coctaBun 18,3 mecsua, y 30% aetei Ha-
BbIK XOZAbbbI pa3Bucs cTaplle 18 Mecsaues Xu3HHY, Y
8% peteli — ctaplue 24 mecaues. [1oYTW y NONOBUHbI
nauneHToB HabNtOAaNNCh KOTHUTUBHbIE HaPYLLIEHUS:
26% peTeli HeCNoCOobHbI K 00yyeHuto, y 17% anarHo-
CTMpOBaHa YMCTBEHHasA OTCTanoCTb. B nccnegoBaHmm
He Oblna onpezesneHa CTporas KOppensuus mMexay
reHoTMnoM 1 GeHoTMNOM, HO OTMEYEHO, YTO MyTa-
UMW B AMCTAJIbHOW 4YacTW reHa AMCTPOGUHA YacTo
CBA3aHbl C HW3KWM POCTOM, BbICOKMM YPOBHEM MU-
kpouedannm n KOrHUTUBHbBIMU HapPYLLUEHUAMM.

Llenb wnccnepoBaHma. Ha ocHOBaHMM M3y4veHUs
3TanoB NCMXOMOTOPHOrO pasBuUTUs, AebtoTa 3abose-
BaHUS U CaMOCTOATENbHOW XOAbObI NMPYU MblLLEYHOM
anctpodun [llolweHHa BblAeNNTb KPUTEPUM PaHHeR
AMArHOCTUKM 1N NMPOrHO3MPOBaHUA.

Matepuan n metoabl nccnegosaHus. Viccnegosa-
Hue nposegeHo B 2018 rogy n OCHOBaHO Ha peTpo-
CMEeKTMBHOM aHannse MeAULMHCKON AOKYMeHTaLmu,
pe3ynbratax KJAWMHUKO-HEBPOJIOTMYECKOTO W reHe-
Tyeckoro obcnegoBaHns 40 MauMeHTOB MY>XCKOro
nona B Bo3pacte OT 2 A0 18 neT, NpoXMBalOLMX B
FOXKHbIX pernoHax KasaxcrtaHa ¢ KAMHUYECKUMU CUM-
nNTOMaMu MblleyHon anctpodum [roweHHa/bekke-
pa. ViccnepoBaHne npoBeseHO Ha 6ase 061acTHbIX
AeTcknx 6oabHUY, B T.LUbiMkeHT, Aamatbl. leHeTu-
yeckne MeToAbl UCCIefOBaHMA, UCMOIb3yeMble NS
Bepudurkauun gedekra: MynbTUMNIEKCHAsA JAUrasHas
npo6o-3asuncrumas amnandukaums ( MLPA), cekBeHu-

poBaHwue reHa DMD. [lns aHann3a pe3synsTaToB 6bim
NPUMEHEHbI METO/Abl ONNCaTENbHOW CTAaTUCTUKM.

Pe3ynbtatel 1 0b6cyxaeHne. Obwas xapaktepu-
ctuka. CornacHo paspaboTaHHbIM KPUTEPUSM BKIHO-
yeHusa B uccaegyemyro rpynny BHeceHbl 40 masb-
UMKOB M MOAPOCTKOB B BO3pacTe OT 2 Ao 18 net n3
rr.Anmartsl, WbiMkeHT, AnmaTtuHckor, HOxHo-Ka3sax-
CTaHCKON obnactei. 26 MaUMeHTOB MPOXMWBAOT B
rAamatel U AamMatuHckon obnactv, 14 naumeHToB
B r.lbiMkeHT 1 HOxHo-KazaxctaHckon (TypkecTtaH-
ckor) obnactu. [mnarHo3 «mbllieyHas AUCTpodUs
[JroweHHa» KAVMHUYECKN N TeHEeTUYECKN YCTaHOBJIEH
y 37 manbunkoB (92,5%), y 3(7,5%) — «mbiweyHas
anctpodus [rolweHHa, NpomMexyToyHasa ¢opma». Ha
aMbynaTopHON CTafuM C COXpaHeHnem CrnocobHOCTH
K CaMOCTOSITE/IbHOMY MepPeSBUXKEHNIO HaXOAWANCH
24 pebeHka, uto coctaBuao 60% Bcex MaLMeHTOB,
16 manbumkoB (40%) HaxoaMaMCb Ha HeambynaTop-
HOW cTaguun. B pamkax npoBOAMMOro MccaefoBaHuUs
AvarHo3s BriepBsble Obl1 ycTaHOB/EH Y 13 MasbunKoB
(32,5%). Pe3synbTaTbl rEHOTUNMPOBAHUA: METOAOM
MLPA obHapy>eHbl OfHO3K30HHbIE 1N MPOTAXKEHHbIE
aeneunn y 25 manbumkos (62,5%), aynavkaumm —y
8 (20%). MeTopoM cekBeHVMpPOBaHWA OBHapy>KeHbI
MenKue MyTauum y 7 peTei.

MNcuxomoTopHOe pa3BuTve. Ha ocHOBaHWK aHa-
MHECTUYECKUX AaHHbIX U MeAULIMHCKON AOKYMEHTa-
LMW HaMWN M3y4YeHbl NMoKa3aTesn paHHero MOTOPHO-
ro U NCUXOPEYEBOro pas3BUTUA AeTel uccnesyemon
rpynnbl. Tak 6bl1O YCTaHOBAEHO, UTO, B BOJsee UeMm
nonosuHe cayyaes (52,5%) B ambynatopHon Kap-
Te y 21 manbumka Ha 1 rogy xusHu 3adpukcmpoBaHa
3aZlepXkka MOTOPHOrO pa3BUTMA, HaBbIK MOA3aHUSA
pasBuiacs c 3asepxkkon B 45% cnyuaeB (18 petein);
B 30% (12 peTeit) — HaBbIK NOA3aHUA He cHOPMUPO-
Banca. HaBblk CaMOCTOSATENbHON XOAbObI Y 2 AeTel
chopmmpoBaH B Bo3pacTe A0 12 mecAueB XM3HK, Y
23 manbunkoB (57,5%) — B Bo3pacTe ¢ 13 go 18 mecsa-
ueB xusHu; y 15 peten, uto coctasuno 37,5% ot Bcel
rpynmbl, HaBblIK CAMOCTOATENBHOM XOAbObI Pa3BUICS
CO 3HauMTesNIbHON 3aflepXXKOl: B BO3pacTe cTaplue
18 mecsues - y 9 aeten (22,5%), B BO3pacTe cTapLue
24-x mecaues -y 4 petein (10%), ctaplue 36 MecsLeB
-y 2 petelt (5%) (1ab.l). 3ageprkka NCUXOPEUEBOTO
pa3BUTUS OTMeYanach B aHamHese y 19 aeteli (47,5%
CNly4aeB) B BUAe OTCYTCTBMA aKTMBHOrO seneTta (19),
OorpaHu4yeHHoro cnoeapHoro 3anaca (15), nosgHero
dopmupoBaHusa ppazosoit peum (15), npusHakoB ay-
TUCTMYECKOTO paccTpoicTaa (2).
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Tabanya 1

Cpoku Hauana camMoCTOATeIbHOW XOAb6bI
y NaLneHTOB Ucc/ieayemMoii rpynnbl

Bospact Hauana
CaMOCTOATE/IbHOM XOAb6bI, n %
MecsLbl
Ao 12 mec. 2 5,0
13-18 mec. 23 57.5
19-24 mec. 9 22,5
25-35 mec. 4 10,0
36 mec. n ctapuwe 2 50
N1oro 40 100,0

Jeb6roT 3a6oneBaHus.

AHanu3 pebtota 3aboneBaHus B UCCAeayeMOl
rpynne nokasan, uto y 6(15%) peteit cumnToMbl 3a-
bonesaHns noaBMANCL B Bo3pacte ¢ 1 fo 3 nerT, y

45,0 42,5
32,5
27,
15,0
10,
I5'0 7,5
1-3 3-5 5-7 7-9

 [le6toT 3a601eBaHUA
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18 manbumnkos (45%) - B Bo3pacTe ¢ 3 go 5 net; y 11
ManbumkoB (27,5%) - ¢ 5 po 7 net; y 4 (10%) — c 7
40 9 net; y 1 naumeHTa ¢ GeHOTMNUYECKMMUN MPOSB-
NeHNAMU MPOMEXYTOUHON PopMbl AebroT 3abone-
BaHUA npuwlencs Ha Bo3pact 11 net >Xm3Hu. Hamu
NpoBeAeH CpaBHUTENbHbIV aHann3 Bo3pacTa AebroTa
3abosieBaHMs U BO3pacTa YCTaHOBAEHWS AMarHoO3a
«nporpeccupyrolias MbllleyHas auctpodus» (puc.
1). CornacHo Tabauubl, Hanbonee BbicokM % ycTa-
HOBJIEHHOTO AMarHo3a (42,5% - 17 peteil) NpuxXoAnT-
€A Ha BO3pacTHOW Mepwoa 7-9 neT ¢ pa3BepHyTOn
KJAMHUYECKOW KapTMHOM 3aboneBaHus, KOrja Ha CUM-
NTOMbl OBpallatoT BHMMaHME He TOJIbKO POoAUTENy,
HO 1 LIKONbHbIE yunTens, n cam pebeHok. B To Bpems
Kak, B 45% cnydyaeB nepsble Npu3Haku 3abosieBaHus
NoABUANCE B NepuoA € 3 ao 5 neT. Taknm obpaszom,
WHTEpBaN MexAy nepBbiIMU KAUHUYECKMMU MpPOsB-
NEHNSIMM 1 YCTaHOBJIEHWEM OKOHYaTesIbHOro Awua-
rHO3a cocTtaBun 4 roga.

0 02 2,525 0.0 >0
9-11 11-12 14-15

W YcTaHOB/NEHME gMarHo3a

PucyHok 1 - CpaBHUTeNbHBIV aHav3 Bo3pacTa AebroTa 3a6oneBaHNs U YCTaHOB/IEHUSA AMarHosa

CyLlecTBeHHYO 3aep>KKy MOCTaHOBKW JuMarHosa
HeobxoAMMO CBA3aTb C HECKOAbKUMK dakTopamuy,
TaKMMM KaK: HW3Kas OCBeAOM/EHHOCTb B ObLiecTBe
O HepBHO-MbIWeYHbIX 3aboneBaHMAX U BCAeACTBUE
3TOro - No3jHee obpallieHre K cneunanncTam; Hego-
CTaToOuYHasa OLeHKa cneumannctaMmm AOKANHNYECKUX
W PaHHMUX KJVHUYECKMX CUMMNTOMOB 3aboneBaHus;
OTCYTCTBME LUMPOKOro AOCTyna K nabopaTopHO-UH-
CTPYMEHTa/IbHbIM METOZAaM ANarHOCTUKMN.

B rpynne HeambynatopHbIx nauueHToB (n=16)
MPOBOAWACA aHa/in3 nokasaTenein caMoCTOATeNbHOM
X0Abb6bl Kak OCHOBHOIO KJMHWYECKOro Mapkepa Ts-
XecTn 3aboneBaHuda. B Tabavue 2 nokasaHo, YTO B
60bLWMHCTBO NaumeHToB — 81,2% (13 13 16) ytpatu-
NN HaBbIK CaMOCTOATENbHOW XOAbObI B BO3pPacTHOM
nepuoge 8-11 net, 1 maumMeHT C NMPOMEXYTOYHOMN

dopmoii 3aboneBaHNa NpekpaTUa caMocToATelbHOe
nepeaBukeHve B Bo3pacTe 16 sieT.
Tabavua 2

Bo3pact notepu cnocobHocTn
K camocToATe/IbHOM Xoabbe

Bo3spacrt yTparthl
caMOCTOATE/IbHOM XOAb6bI, rogbl n %
8 4 25,0
9 3 18,8
10 2 12,5
11 4 25,0
12 1 6,3
13 1 6,3
16 1 6,3
WUTtoro 16 100,0
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CratncTnueckas XapakTepucTvMka rnokasaTtesiei
BO3pacTa Hayana W noTepu CaMOCTOSTENbHON XOAb-
6bl, NPOAOIKMUTENBHOCTbL Nepuosa Xoabbbl 1 AebroTa

3a60/1eBaHNA C yKa3aHWEM MUHWMabHbIX, MaKCU-
MaJsibHbIX U CPEAHUX 3HAaUeHWI U CTaHAAPTHOrO OT-
K/NOHEeHWs, faHa B Tabavue 3.

Tabnnua 3

MOKA3ATE/IN CAMOCTOATE/IbHOW XOAbEbl 1 BO3PACTA AEBHOTA 3AEO/IEBAHUA

Mokasatenb N min max | cpesiHee | CTaHAAPTHOE OTKJIOHEHME
Bo3pact camocTonTesIbHOM X0AbObI, 40 36 18,67 6,065
MecsLbl
Bospact gebtota 3abosneBaHus, rosbl 40 15 11,0 4,338 1,8960
Bozpact notepu Snoco6Hocw| 16 16 10,25 2176
K CaMOCTOATENIbHON X0Abbe, rofbl
MpogomxkuTen bH?g‘;‘bbll'lepl/IOAa XO/Abbbl, 16 14,8 86 24

Ha nposonxuntensHOCTb neproja xoabbbl BAUA-
eT pag GakTopoB, TakmMxX Kak: CTPYKTYPHbIN AedekT B
reHe anctpodurHa, paHHee 1 cucTeMaTMyeckoe npu-
MEHeHMe Mep, HamnpaB/eHHbIX Ha NMPOQUAAKTUKY W
KOPPEKLMIO CKeNeTHbIX AedopMaLimii, YPOBEHb Me-
AVNLMHCKOW MOMOLLM, WCMOJIb30BaHNE TFOPMOHab-
HOW Tepanuw.

B paHHOM paboTe Ha Npumepe HeambBynaTOPHBbIX
nauveHTOB LieseBoW rpynnbl (n=16) 6bi10 M3yveHo
Ha/jnume 3aBUCMMOCTM BO3pacTa MOoTepy CamMoCTo-
ATeNbHOW XOAbbbl OT BO3pacTa aebrota 3aboseBa-
Hus. KoaddwmumeHT koppensuum Tay-b Kenganna,
rxy=0,341, p (3HaummocTb 2-ctopoHHas) = 0,0092.
TakuM 06pa3oM, CTaTUCTUYECKM 3HAYMMOW 3aBUCK-
MOCTW BO3pacTa yTpaTbl CaMOCTOSTE/IbHOW XOAbObI
OT BO3pacTa AebroTa He 0OHapy>KeHO.

3akaroueHue.

B pesynbtate m3yyeHus 3tanoB GopmMpoBaHMs
KPYMHOW MOTOPUKM W YPOBHSI MCUXOPEYEBOro pas-
BUTUS JeTell C MblleyHoW anctpoduenn [rolweHHa
MoJlyYeHbl JaHHble, COMOCTaBUMble C ANTEPaTYPHbI-
MU UcTouHMkamun. Tak, B 37,5% cay4daeB camocTo-
ATeNbHas xoAbbbl Oblna chopmupoBaHa nocie 18
MeCSILLEB XXM3HW, CpesHNI nokasaTtenb 18,67+6,1 me-
cAaueB. 3afepXKKa NCUXopeyeBoro passuTnA Habto-
fanacb y 19 manbumkoB (47,5%). ¥ 45% nauneHToB

Ae6toT 3aboneBaHNs NPULLENCS Ha BO3PacTHON ne-
pvog 3-5 net, cpeaHnin nokasatens 4,34+1,9 nert; B
42,5% cnyyaeB avarHos 6bii BbICTaBleH B BO3pacTe
7-9 net, MHTEPBaN MeXAy Ae6HTOM U AMarHo30M COo-
ctaBun 4 roga. CpeHUin BO3pacT notepun crnocobHo-
CTW K camocTosTesIbHOW xoabbe paBHsaacs 10,25+2,2
NeT, CpefHAs MPOAO/IKUTENbHOCTb MepuoAa XOAb-
6bl - 8,6+2,4 roaa. CTaTUCTUUECKN 3HAYMMOW CBA3MU
BO3pacTa MeXJy BO3pacTOM yTpaTbl CaMOCTOATENb-
HOW xoAbbbl OT BO3pacTa AebroTa He OBHapy>KeHO
(rxy=0,341, p=0,0092). 3agep>xka ABUraTeAbHOrO U
NMCUXOPEYEBOrO Pa3BUTUS Y MalbuyMKOB HEOBXOANMO
paccmaTpuBaTb Kak MOTeHLMabHble KAVHUYecKne
NpesVKTOPbl PaHHEN AMArHOCTUKM MbILLEYHOW AMUC-
Tpodun [roweHHa. Hesoporon 1 UyBCTBUTENbHbIN
MEeTOZ, OnpezeNeHns YpoBHsA KpeaTUHKMHa3bl peKo-
MeH/ZI0BaH B KayecTBe CKPUHWHIa npu 0bcnesoBaHmm
MaJsIb4MKOB C CMMMNTOMaMM OOLLLeR 3aAep>KKN MCUXO-
MOTOPHOTO Pa3BUTUS Hapsady € OYHKLMOHaIbHbLIMM
TeCTaMu Ha BbIBNIEHNE HEPBHO-MbILLEYHOM NaToNo-
run. NiccnesoBaHns B3aMMOCBA3EN KAMHNKO-TEHETU-
YeCcKMX U CTPYKTYPHbIX NOKa3aTenein B KayecTse npo-
rHOCTMYeckmx GakTopoB TPebYOT NPOBEAEHNSA VX Ha
60/1bLLON KOropTe NaLMEHTOB C MbILLIEYHOW ANCTPO-
duen [roweHHa.
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AMOLWEH BYJ/IWbIKET ANCTPOOUACDHI BAP BAJTANTIAPADBIH, KOTHUTUBTI
XXOHE KUMbIJ1 KO3FA/bICTbIK ®YHKUWNANAPDI

Makcatbl. [roweH bynlbikeT anctpoduscel bap Hananapaarbl NCUXOKO3FaNbICTbIK AaMyblH, aypyblHbIH,
LapblkTay Ke3eHiH, aepbec Xype any keseHAepiH 3epTTeyai Herire ana OTbIpbIM, epTe AMarHOCTUKanay MeH
60o1>KaM XyprisyaiH TaHaaynapbiH 6enin KapacTbipy.

3epTTeyaiy, MaTepuangapbl MeH Tacingepi. 3epTreyre 2 xacTtaH 18 xacka aeniHri KasakcTaHHbIH OHTYCTIK
eHipaepiHeH [toweH ByaWbIKET AUCTPOPUACH ANarHO3bl AaNeNfeHreH ya bananapsaaH XXuvHakTtanfaH 40 Ha-
yKac KaTbICTbl. HaykacTapAblH, MeAMLMHaNbIK KyKaTTapbiHa PETPOCMEKTMBTI Tanday XYPrisingi, KAMHUKO-He-
BPOJIOMMABIK XX9HE reHeTUKasIbIK TEKCEPIC XKYPri3iNin AepekTepai Tanjaysa xoHe e3apa 6annaHbICbiH cunaT-
TaMa/blK CTaTUCTUKAAbIK TCINAEPIMEH 3epTTeNi.

Hatwxenepi. MeguumHanbik ky>xkatrap 6ovblHWa eMipiHin, 1-wi Xbiabl 21 6anaga (52.5%) Knmbin-ko3sfa-
NbIC JAaMYbIHbIH, KeLleyinaeyi Tipkeace, xXopfanayablH keweyingeyi 18 6anaga (45%), 18 aingaH ackaHHaH KewiH
e3JiriHeH XYpPYAiH kaabinTacybl 15 6anaga (37.5%), anfaw >Xypyain opTawa >xacbl 18,67 +-6,1 ali. [Mcmxmnkanbik
cenney famybiHblH, Kelweyingeyi 19 6anaga (47.5%). 45% 6anasa aypybliHblH, LWapbIKTay Ke3eHi 3-5 xactafbl
Ke3eHJAi KepceTce, aypyablH WapbikTay Ke3eHiHiH opTalia »ackl 4,34+-1,9 xac. 42,5% xafpanga gnarHos 7-9
ac apanblfblHAA KOMbIIFaH. AMBYAaTOp /bl eMeC TONTapaa e34iriHeH XYpYAiH opTalla y3akTbifbl, bananapsarsi
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aypyablH, WapblkTay XacblHa 6ainaHbICTbl ©3AIrHEH XXYPYAIH XXOfanyblHbIH OpTalla >acbl 3epTTengi. ©34iri-
HeH XXYPYAIH XofanyblHbl 8 XacTaH 16 >acka AeWiHri >ac apanbifbl, opTawa 10,25+-2,2 xac. OpTalua Xypy
¥3aKTbIfbl MHTepBasbl 6 XacTaH 14,8 xacka AeniHri, opTtawa -8,6+-2,4 >ac. ©3giriHeH XYPYAiH XOfanyblHbIH
>Kacbl MEeH aypyablH, WapbIKTay Ke3eHiHiH apacbiHAa CTaTUCTUKaNbIK MaHbI3Zbl 6ainaHbIC aHbIKTalFaH XOK.
KopbITbIHABI. ¥/ 6ananapaasbl KMMbII-KO3FanblC AaMyblHbIH XaHe MCUXMKanbIK ceiney kabineTiHiH ke-
weyingeyiH JroweH byaLbikeT AUCTPOPUACH aypybIHbIH epTe Ke3eHiHAer NoTeHunanabl KAMHUKanblk xabap-
LWbICbI peTiHAe KapacTbipyfa 6onagbl. KpeaTuHKMHA3a AeHreiiH aHblKTay Xyike Oy/LWbIKeT XyheciHAeri akay-
Napgbl aHblkTay KesiHge 6acka fa GyHKLUMAHaNAbI TecTTep cekingi yn bananapgasbl Xannbl MCUXOKO3FaNbICTbIK,
AaMybIHbIH, Kelleyingeyi KesiHAe CKPUHWHT XYprisyre apHanfaH ap3aH >XaHe eTe cesimTan 3epTTey Tacii.

B.D. Myrzaliyeva, M.M. Lepessova, G.B. Abassova

International Kazakh-Turkish University, Turkistan, Republic of Kazakhstan
Kazakh Medical University of Continuing Education, Almaty, Republic of Kazakhstan

COGNITIVE AND MOTOR FUNCTIONS IN CHILDREN
WITH DUCHENE MUSCULAR DYSTROPHY

Purpose. Based on the study of psychomotor development stages, the disease debut and self-walking in
Duchene muscular dystrophy, the criteria for early diagnosis and prediction should be identified.

Material and methods. The study included 40 male patients aged 2 to 18 years from the southern regions
of Kazakhstan with a confirmed diagnosis of Duchene muscular dystrophy. A retrospective analysis of medical
records, clinical-neurological and genetic examination of patients, analysis of data and relationships using
descriptive statistics were carried out.

Results. The motor development delay at 1 year of life was fixed in medical records in 21 children (52.5%);
crawling delay in 18 children (45%); the formation of self-walking after 18 months of life - in 15 children
(37.5%), the average age of the start of walking was 18.67 + 6.1 months. Delayed psychoverbal development
was observed in 19 boys (47.5%). In 45% of patients, the disease debut occurred in the age period of 3-5 years,
the average age of the disease debut was 4.34 + 1.9 years. In 42.5% of cases, diagnosis was set at the age of
7-9 years. In the group of non-ambulatory patients, duration of walking period, age of self-walking loss, and
difference in age from debut were studied. The age of ability loss to self-walking varied from 8 to 16 years,
averaged 10.25 + 2.2 years. The duration of walking period was in the range from 6 to 14.8 years, on average
- 8.6 = 2.4 years. A statistically significant relationship between the age of self-walking loss and the age of the
disease debut was not found.

Conclusion. Delayed motor and psychoverbal development in boys should be considered as potential
clinical predictors of early diagnosis of Duchene muscular dystrophy. An inexpensive and sensitive method for
determining the level of creatine kinase is recommended as a screening test for boys with symptoms of overall
delay in psychomotor development along with functional tests to identify neuromuscular pathology.

Keywords. Duchene muscular dystrophy, psychomotor developmental delay, cognitive impairment, self-
walking.



