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OnpepneneHne

Omnpenenenue 3a0o0jieBaHUSI WJIM COCTOSHUA (Tpynmnbl 3a00JeBaHUN WU
coctostnuit) Ilporpeccupyromas mpimieunas auctpodus romena (M) - 3To
HACNEJICTBEHHOE, X-CIEMJIEHHOE HEPBHO-MBIIIEYHOE 3a00JIeBaHUE, BBI3BAHHOE
MyTtanueit rena DMD, xomupyromero Oenok IUCTpoduH, TPUBOASIIEE K
OTCYTCTBUIO WJIM HENOCTATOUHOW (YHKIMH JUCTpOodUHA, OOBIYHO MOpakarollee
MaJIBYUKOB B JIETCKOM Bo3pacTe. OHO XapaKTepHU3yeTcs cl1ad0CThIO MPOKCUMAaTbHBIX
U runeprpodueil UKpOHOXKHBIX MbIIII. B cpennem k 11 romam manueHTHl TEPSIOT
BO3MOXKHOCTh CAMOCTOSITEIbHO MepeaBUraThesl (MepexoAsT B HeaMOyJIaTOpHYIO
¢dazy). CmepTh 00614HO HacTynaeT k 20 roam BCIEACTBUU KapAHUOPECTTUPATOPHBIX
ocinoxHennt. Knunuuecku  Bbigensiercs 2 GOpMBL:  MpoOrpeccupyronias
muoauctpodus romenna (MJJ]) u mporpeccuromass muoguctpodust bexkepa
(M/Ib). Ilporpeccupyromasi mbiieuHass auctpodus romenHa (Muoauctpodus
Jromenna) Hanbonee Tsokemas Gopma ¢ maHudecranuer B Bo3pacTe 2-5 JeT H
MPOTPECCUPYIOIINM  3JI0KQUECTBEHHBIM TeUeHHEM: (OPMHUPOBAHUEM  BSJIBIX
Mape3oB, Napajandeil U KOHTPAKTyp MBI, o0e3aBuxKeHHOCTH. [Iporpeccupyromas
MbiieuHas  guctpodust  bekkepa  (muomuctpodusi  bekkepa,  MJIB)
noopokadecTBeHHas (opMa 3abojeBaHus ¢ Mo3aHUM JedroTom B 10 - 20 jer u
MEJIJIEHHBIM MMPOTPECCUPOBAHUEM CUMIITOMOB MBILIIEYHOM C1a00OCTH C COXpaHEHUEM
CIIOCOOHOCTU K CaMOCTOSITENbHON Xonp0e B TedeHue 15-20 ner oT Hauana
3a00s1€BaHuUs.

[To pa3aeiM uctouHukam 3abojeBaeMocTh MJI/] omenmBaercs kak 1:3500-
6000 HOBOPOXIEHHBIX MaJBbUUKOB. [0 Hambosee akTyanbHbIM Hay4YHBIM JTaHHBIM
obmemupoBas 3aboneBaemocth MJIJI coctaBmser 1:5000 HOBOPOXKIESHHBIX
ManbuukoB. 7 3a0oneBaeMocth MJIb onienuBaercs kak 1 Ha 20 000 HOBOpOXKAECHHBIX
ManbuukoB. [{anHble 1o 3a00neBaeMocT B PO Ha JaHHBI MOMEHT OTCYTCTBYIOT.



ITMO/I0rMA 1 NaToreHes

B ocuoBe MJIJI u MJIb nexur mytauust B redHe auctpopuna (DMD),
MPUBOASAIIAS K pa3BUTHIO JeUIUTa W/ WK HAPYHIEHUIO QYHKIMH OJHOMMEHHOIO
oenka. OOBIYHO MyTaIUs SIBISETCS HACIEACTBEHHOM; B TPETH CIy4aeB - CIIOHTaHHAs
myTanus (de novo). I'en nuctpoduHa - OUH U3 caMbIX OOJIBIINX TEHOB YEIOBEKA U
conepxkut 79 3x30HOB. Cpenu myTtanuii B ~65% cilydaeB BCTPEUYAIOTCA KPYITHbBIE
neneunu; ~10% MyTtanuii NpencTaBICHO OYIUIMKALUWUSIMU, & OCTaJIbHbIE CIyYau -
TOYKOBBIMHM U MaJIBIMU MyTalusMu, u3 KoTopsix 10-15% npencraBieHsl HOHCEHC-
MyTauusiMu (cron-myTanusi). benok nucrpoduHa ydacTByeT B pabOTe CKEIETHBIX
MBIIII, JAbIXaTEIIbHON U CEPAEYHOCOCYOUCTOM CHUCTEM - CBSI3BIBAET BHYTPEHHHI
IIUTOCKEJIET C CapKO- U AUCTPOINIMKAaHAMU B MEMOpaHE U BHEKJIETOUHOM MaTpHUKCE,
o0ecrieurBaeT MEXaHUYECKYI0 M CTPYKTYpHYIO CTaOMJIBHOCTH MEMOpaHbI
MBIIIIEYHBIX  BOJIOKOH TMpU  CcoKpamieHuu. Jucrpodun Takxke  sBisieTcs
aMOPTHU3aTOPOM, 00ECIIEUYNBAIOIIMM BO3BPAIICHUE MBIIIIBI B UCXOJHOE COCTOSTHUE
nocne Hanpspokenus. [Ipu mporpeccupoBaHuu 3a00JIEBaHUS MBIIIEYHBIE BOJIOKHA
3aMerarTcs (UOPO3HOM U KUPOBOUM TKAHBIO.



Knaccnourkauma 3abonesaHmna Man coctoaHma (rpynnbl 3abonesaHmi

UM COCTOAHUM)

MJI/I oTHOCUTCS K TpyHIe MOsSCHO-KOHEYHOCTHBIX MBIIIEYHBIX AUCTPOPUit
(ITKM/I) xapakTepu3yomuxcs mopakxeHueM MPOKCUMAIIbHBIX OTIEI0B BEPXHUX U
HIDKHUX KOHEUHOCTe. B 3aBHCMMOCTH OT MpPOTrpecCUpOBaHUSl CUMIITOMATHKH,
BBIICIISIIOT S5 ctaauit MJI/I.

1 cragusa — O6eccumnToMHas (IOKIMHUYECKas). Ha 3To¥ ctamum auarHos
MOXET OBITh TOCTaBJIEH B Cllyyae BBISBICHUS TNOBBIINIEHHOTO OrnpeneneHue
aKTUBHOCTU KpeaTWHKWHAa3bl B KpoBU (ypoBHs kpearuHdpocdokunazsl (KOK)),
HEOOBSICHUMOM MOBBIIIIEHUU YPOBHS TpaHcamMuHa3 (aKTUBHOCTH
ananuHamuHotpancdepassl (AJIT), acnmapraramunorpancdepassl (ACT)) wunum
HaJU4Msl clly4yaeB 3a00J1€BaHUs B CEMEITHOM aHaMHE3e€.

2 ctanus (paHHsisi aMOylnaTopHasi) - paHHSsI C COXPAHEHHOUW CIOCOOHOCTBIO K
CaMOCTOSITENIbHOMY TiepeABMXKeHU0. [Ipu 3Toi cTaaum XapakTepHbl CIEayIOre
CUMIITOMBI: HapacTaroIlasi MbIIIedHasi c1a00CTh, OBICTPast YTOMIISIEMOCTh, YacThie
naJieHusl, UCIOJIb30BaHUE Mpuema [oBepca mpu mogbeMe U3 MOJOXKEHUS CUII U
JeXxa, U3MEHEHUE MOXOAKU MO TUIY «YTUHOW», XOKJICHUE Ha HOCKax, COXpaHEHa
CIIOCOOHOCTH MOABEMA MO CTYIEHSIM, TICEBIOTUIEPTPO(US MBIIII] TOJICHEH.

3 craaus (mo3aHsA aMOyaaTopHast) - MO3HSSI C COXPAaHEHHOM CIIOCOOHOCTHIO
K CAMOCTOSITEIbHOMY MEPEIBIKEHHUIO (OTMEUAIOTCSI HapacTaroue TPyIHOCTU NpH
X0/160€, MoTeps CIOCOOHOCTH MOAHUMATHLCS MO CTYNEHSIM U BCTaBaHUS C M0Ja).

4 cranus (paHHssI HeaMOyJIaTopHasi) - paHHsA C YTPauyeHHOUM CIIOCOOHOCTHIO
K CaMOCTOSITEJIbHOMY TEPEABUKEHUIO (TAlMEHT CHOCOOEH HEKOTOpPOe BpeMs
MepeBUTaThCA CaAMOCTOSITEILHO, HO OOJIBIIIYIO YaCTh BPEMEHU JIJIsl EPEIBUKCHUS
TpeOyIOTCs ClieliaibHbIE CPENICTBA), PA3BUTHUE CKOINO3A.

5 craaus (Mo3HsIs HeaMOylIaTopHasi) - MO3IHSS ¢ YTPAueHHOM CIIOCOOHOCThIO
K CaMOCTOSTEIIbHOMY TEPEABMIKEHUIO C OrpaHu4YeHueM (yHKIMU BEPXHUX
KOHEYHOCTEH, TPYIHOCTSIMU yIEp>KaHUs MOJOKEHUS Tea.



KAnHm4ecKas KapTWHa 3ab0n1eBaHMA UM COCTOAHMUSA (l'pyﬂl'lbl

3aboneBaHu NN COCTOAHWUI)

BonpmMHCTBY MaidbuMKOB, CTpajarolmux wmuonuctpodueit JlromeHHa,
JIMarHo3 3a00JIeBaHUsl YCTAaHABIMBAETCS TOJIBKO MOCIIE 3aBEPIICHUS JOKIMHUYECKOM
ctaguu 3aboneBanus. B srtoT mepuon (mo 2-3X €T JKHU3HU) MPOUXOTUT
UHTCHCUBHBIN €CTECTBEHHBIN pocTt MBIIIIII, npeoOnagaroIIui HaJ
TUCTPOPUUSCKUMU MPOIIECCAaMU, B CBA3U C YeM CUMIITOMBI 3a00JIeBaHUS OOBITHO HE
BBIpaXEHBI, JINOO BOOOIIE HE MPOSIBIAIOTCSA. B pe3ynbprare 3a0oneBaHue 4acTo He
pacrio3HaeTcs Ha 3Toil ctaauu. Tem He MeHee, MpU TIIATEILHOM HAOIIOICHUU
BBISABIISIETCS 3a/IE€P’KKa PEUYEBOr0 U MOTOPHOTO pa3BUTHSI. PeOeHOK 00BIYHO TTO3XKE 8
HAYUHAET JepKaTh TOJIOBY, CAMOCTOATENBHO CUAETh U XoauTh. [Ipu M/IJ] Bo3pact
Hayaja CaMOCTOSITEIbHOM XOAhOBI OOBIYHO mpeBbIIaeT 18 wmecsaneB. Takxke
CITy4aifHO HaXOKOM MOXET OBITH 0EeCCUMIITOMHOE MOBBIIIIEHUE
kpeatuapcokunazpl (KOK) u Tpancammnaz. HeoOXoaumo OTMETHTH, HYTO
BoIpaxkeHHOE moBbilieHne KOK (3auacTyio B cOTHU pa3) HaOmromaeTcss Ha BCeX
CTaJusAX 3a00JIeBaHUs U JOJIKHO PACCMATPUBATHCS BPAYOM KaK OTHO3HAUHBIN TTOBOJT
3anono3pute MJIJ] 1 mpoBOAUTE HATBHEUIINE UCCIEIOBAHUSA TSI TOATBEPKICHUS
WM ucKiIroueHus aanHoro 3aboneBanus. [loBeimenne AJIT nu ACT (3agactyro B
necaTKy pa3) u nakraraeruaporenassl (JIJAI') (B Heckonbko pa3) umerot npu MJIJI
BHETICUCHOYHOE MIPOUCXOKIICHUE.

Ha panneit amOynatopHoit cramum (00biuHO Cc 3-5 ner) HaOmomaeTcs
MOSIBJIEHHWE KIJIACCUYECKUX MpHU3HAKOB Muoauctpoduu JlromeHHa: Hapacraromas
MBbIIIIEYHasT Ccaa0ocTh (B OOJbIlIed CTENEHH B MPOKCUMANbHBIX OTHENaXx),
MPOSIBIISIONIASICS. OBICTPOM YTOMIISIEMOCTBIO, YACTHIMU MAJCHUSIMU, 3aTPYIHEHUEM
noabeMoB 1o JiecTHuue. [lanueHT wucnonb3dyer npuem loBepca («BcTaBaHUE
JIECEHKOM» - PeOCHOK ymupaeTcs PyKod B COOCTBEHHOE Oepo MJis TOTO, YTOOBI
BCTaThb C T1I0Jla) MPU BCTABAaHWUU, TOXOJKAa HU3MEHSETCS M0 THUIY «YTHHOWI»
(mepeBanuBaronieiicsa). XapakTepHO XOXKIEHHWE Ha MaibllaX WIM MOAYIIeYKax
naneiieB. [Ipu ocMoTpe MOTyT HaOMIOAATHCS MCEBAOTUNIEPTPOUST MBIIII TOJICHEH,
«KPBUIOBH/IHBIC» JIOMATKH, THIEPIOPA03 B MOSICHUYHOM OTJEJIE MO3BOHOYHUKA,
CHUKEHHUE CYXOXHUJIbHBIX pediekcoB 1 ToHyca MbIill. Ha stoit craguu (B 2-5 ner)
y 5% OonbHBIX MOXKET HaOMOJAThCAd TMOPAKEHHE CEPACYHOM  MBIIIIIBI
(kapauoMuonaTusi) B BUJE CUCTOIMYECKON MHUOKApAUAIbHOW JTUCPYHKIUU
(cHmxeHue Gpakiuu BRIOpOca JEBOTo kelyaouka MeHee 55% B ucciaeaoBaHuU MO
Teiixronpiry). [Ipu 3TOM pazMep J€BOro >Kemyqouka KakK MPaBUIIO HE YBEJIHUYEH.
Taxke yxke ¢ caMOW paHHEW CTaAuM MOXHO 3aMeTUTh u3MeHeHuss Ha OKI':
TaxXUKapJIui0 B JHEBHOE U HOYHOE BpeMsi; yKopoueHue uHTepBana PQ, mpusHaku
MOBBIIIEHUS AJIEKTPUUYECKOW aKTUBHOCTH MPABOro >kemymgouka (3yoery R>S B
oTBelleHUAX V1-V2), a taxxke yBeianueHue aMIUIUTyabl 3yona Q orsemenmsx 11,
aVF, V5-V6.

Ha mno3gneit aMOymaropHOM cTaauy MbIII€YHas CJIa0OCTh 3aMECTHO
nporpeccupyer. Xoar0a CyIeCTBEHHO 3aTPyIHSETCS, YCUIUBACTCS WCKPUBJIEHUE
MMO3BOHOYHUKA (TUIIEPIOP03, CKOJIMO3), HAUMHAIOT (POPMUPOBATHCS KOHTPAKTYPhI
(OMHUMM M3 PpAaHHUX SBISAIOTCA KOHTPAKTYPHI TOJIEHOCTOMHBIX CYCTaBOB). Y



OONBHBIX 6-9 €T KapAUOMHUOIIATHS B BHJE CHCTOJIMYECKOM MHOKapAHaTbHOU
nucyHkIuu BoisBisieTcsa B 18% ciryyaes.

Pannsis HeamOynaropHasi CTaaus XapaKTepuU3yeTcsl yTpaTod CIOCOOHOCTU
CaMOCTOSITENIbHO TE€pPEeABUTAThCA, PEOEHKY TpeOyeTcs HCMIOIb30BaHUE Kpecia-
KaTaJlku. B Hayajge oH MOXET ympaBisiTh € caMOCTOSITENIbHO, U OOBIYHO XOPOIIIO
crpaBisieTcss ¢ A3TUM. llpoucxoauT panpHeliiee oOpa3oBaHHE CruOaTelbHBIX
KOHTPAaKTyp KOJEHHBIX, Ta300€IpPEHHBbIX, JIOKTEBbIX cycTaBoB. DopMmupyercs S-
oOpa3HbIil ckonno3. HaumHaloT pa3BUBaThCsl cepAeUHas U JIETOYHAs MaTroyiorus. Y
0onpHbIX 10-13 neT u3-3a cHUKeHUs PU3NUEeCKOM HArpy3Ku (IOTeps CIOCOOHOCTH
K CaMOCTOSITEIbHOM XOJh0€) M TeM CaMbIM CHUXEHHUS HArpy3Kd Ha MUOKapi,
KapMOMUONaTUsI B BHUAE CHUCTOJIMYECKOM MHUOKapAHAIbHON  JTUCPYHKIUU
BbIsSIBIIsIETCS B 12% cimydaes.

Ha mno3guelt amOymaropHoil cramuu (yHKIUS BEpXHUX KOHEUHOCTEH
MOCTETIEHHO yTPauyuMBaeTCsi, M TOBBIMIAETCA PUCK PA3BUTUS  OCIOKHEHUU
3aboneBanus. HapacTtaer cepiednas u ierouHasi HEI0CTaTOYHOCTH.

[TopaxkeHne cepaua XapakTepU3yeTCsl AWIATAMOHHOM KapAWOMHONATHEH,
HapyIlIeHUEM pUTMa U MPOBOJAUMOCTH, BCIEACTBUE cepaeuHoro ¢pubposza. [lepBoie
MPU3HAKU TOPAKEHUS CEPIIIa MOTYT BBISBISITHCSA Y HEOOJBIION YacTU OOIBHBIX yKe
B 2-5 JeT, a 3aT€M 4acToTa BBISBICHUS KapAuoMuonaTuu Hapactaet a0 38% B 14
net, 57% B 15 mer, a B Bo3pacte crapme 18 yer kapauomMuonarhs B BHUIE
CUCTOJIMYECKOM MHUOKapAuaIbHOM MUCPYHKIUM BhIsBIsAETCS Oosiee ueM B 61%
HaOmonenuii. [lonroe Bpemsi cepliedyHas NATOJNOTHS MOXET MPOTEKaTh
CyOKJIMHUYECKH (B OTCYTCTBHUM CHMIITOMOB CEPJICYHON HEIOCTAaTOUYHOCTH)
MOCKOJIbKY KJIMHUYECKUE TPOSBICHUS XPOHUYECKON CEPIeUHON HENOCTATOYHOCTH |
u IIA craauu 3amMeTHBI TOJIBKO MpU pu3ndeckoit Harpy3ke (115 [ craauu oHa JoKHa
ObITh yMepeHHOMH, a ais [IA cranuu — HeOobIIoi), a HA HeaMOyJIaTOPHOU CTaauu
00JBHOM HE MOXET ceOe MO3BOJIUTh (PU3MYECKYH0 Harpy3Ky, HEOOXOIUMIO s
MIPOSIBIICHUS CEPJICYHON HEIOCTATOYHOCTH.

B GonbinHCTBE ciiydyaeB cMepTh nanueHToB ¢ MJI/] HacTymaeT oT cepaeuHon
U JIbIXaTeJIbHOW HEJIOCTATOUHOCTH B CEPEUHE TPEThEro JACCATUIICTUS KU3HU. TeM
HE MEHee, CBOEBPEMEHHOE Haualo JICUCHHUE, MPOBEACHUE PEryISIPHBIX
(U3MOTEPANEBTUYECKUX U pEeaOWIMTAIMOHHBIX  MEpPONPUSATUM, TMOSBICHUE
MaTOT€HETUYECKUX METOAOB TEPAUU MO3BOJISIOT CErOAHS 3HAYUTENbHO YBEIUYUTD
MPOJIOJKUTEIBHOCTD U KA4€CTBO KU3HU ManueHToB ¢ MJI/1.

[TpubnuzurensHo B 8% nposinenne MJIJ] MoxkeT Tak:ke HaOIIOAAThCS Yy JIUIL
KEHCKOTO T0Ja, SBIAIONIMXCS HOCHUTENIeM Je(EKTHOro TreHa. ITO MOXKET
MPOUCXOJIUTh B PE3yJAbTaTe TAKUX HAPYIICHUHN Kak JailoHu3anus (MHaKTUBamus) X
—XpPOMOCOMBI WJIM TOJHOW win Mo3andHoul ¢opmax cuniapoma lllepemeBckoro-
Tepuepa. KiuHuueckue TMpOSBIEHUS OOBIYHO  JCOIOTUPYIOT B HEPUON
TOPMOHAJBHBIX MEPECTPOEK, TAKUX KaK OEpEeMEHHOCTb, Ha4yajio MEHCTpYyallui,
KJINMaKc. 3a00JIeBaHuA Y KEHITUH OOBIYHO TPOTEKAET B 3HAUUTEIIBHO 00JIe€ MATKOM
dbopme, uem y myxuuH. [loMrumo MbilieyHOM €1abOCTH, 1OCTATOYHO YACTO MOTYT
HaOJIIOIAaThCsl HAPYIIEHUS CO CTOPOHBI CEPACYHO-COCYIUCTON CUCTEMBI, TAKHE KaK
HapyIICHUS] CEPACUHOIO PUTMA, PA3BUTHUS TUIATALIMOHHON KapAMOMUOIIATHH.



InarHocT1Ka

[Ipu cOGope aHamMHe3a W Xajlo0 PEKOMEHIOBAHO OOpATHTh BHHUMAaHWE Ha
CJIEIYIOIIHE KaTOObI:

0 OeccUMNTOMHOE TMOBbIIEHHE akTUBHOCTU TpaHcamuHasz (AJIT, ACT) u
K®K, JIAI' B CHIBOPOTKE KpPOBHU;, O TMOBBIIICHHAS YTOMJISIEMOCTb (CHUXEHUE
BBIHOCJIUBOCTH);

0 YacThl€ MAJICHUS] WIH HEYKIIIOXKECTh;

O MATOJIOTUYECKOE U3MEHEHUE TMOXO/IKH;

O TPYAHOCTHU TMPHU MOABEME IO JIECTHUIIE;

O CJIOKHOCTH BBINOJIHEHUS (pu3nueckoil Harpy3ku (mpucenanus, Oer uiu
MIPEOJI0JICHUE PEMSATCTBUM ), HECTIOCOOHOCTh MPbHITaTh;

O HUCTIOJB30BaHUE BCIIOMOTATEIbHBIX MUOTIATUYECKUX MPUEMOB MPU MOAbEME
C ToJa;

X0/Ib0a Ha HOCOYKAaX;

O CHUKEHHUE MBIIIEYHOTO TOHYCA; O CHIYKEHUE UIIA OTCYTCTBUE CYXOKHIIBHBIX
pediekcos;

0 001 B MBIIIIIAX; O OOJIM B CITHHE;

O TIOCKO-BaJIbI'yCHBIE YCTAHOBKH CTOIT; IICEBAOTUNEPTPODUS MBIIIII] TOJICHH;

O yTpaTa HaBbIKa CaMOCTOSITEILHON XOAbObI;

OMOBEICHUYECKHUE HAPYIICHNUS,

0 3aJIepKKa PEYEBOTr0 Pa3BUTHUS WM HAPYIICHUS apTUKYISIUU; O TPYAHOCTH
¢ oOy4eHHEM U BHUMAHUEM;

0 oOmas MelleyHass ci1abocTh U ObicTpas ¢u3UYecKas yTOMIISIEMOCTb.
AHaMHECTHUYECKHE COOBITHSI, HAa KOTOpble HEOOXOAUMO OOpaTUTh BHHUMAaHUE Y
MarueHToB ¢ moxo3penuem Ha MJIJI/M/1b:

O I10JI TAIMEHTA — MYKCKOW;

0 YycraHOBiIeHHBIM guarHo3 «lIporpeccupyromas Muoguctpopus» y
POJICTBEHHUKOB MY>KCKOTO TIOJIa 10 MAaT€pUHCKOM JMHUU WM HEYTOUYHEHHOE
HEPBHO-MBIIIIEYHOE 3a00JIEBAHUE;

O VYCTAaHOBIEHHBIA (DaKT HaIMYUS B CEMbE IKEHUIMH-HOCHUTEIIbHUIL
IIaTOJIOTMYECKON MyTanuu B rene DMD;

0 mo3aHee (OpMUPOBaAHME HABBIKA CAMOCTOATENIBHOW XOABOBI; O 3aJepiKKa
CTaHOBJICHUSI PEYH;

0 3HauuTeabHOE MoBhIicHne KOK B aHamHe3e;

0 1e0I0T KIIMHUYECKUX MPOSIBIICHUI B OOJIBIIMHCTBE CIIy4aeB B Bo3pacte 2-5
net ais MJ1JT

duszukanpHOe 00CIe0BaHNe MAllMEHTOB Tpu noxo3pennu Ha M1/ MJIb
BKJIIOYAET:

0 U3MEpPEHUE POCTa;

0 U3MEpEHUE BeCa;

O UCCIEJOBaHWE TMOXOJKH: MHOMNAaTHYecKas, [0 THUIY  yTUHOH
(mepeBaMBarOIIEHC);

O BU3YaJIbHBIA OCMOTP MBIIIII: TICEBAOTUNEPTPOPUS HUKPOHONKHBIX MBIIIIII;
MIPOKCUMAJIbHBIN TUIT MBIIICYHBIX TUIIO/aTpoduii 1 mape3os,



O HCCJIEIOBAHUE MBIIIEYHOTO TOHYCA: CHUYKEHUE MBIIIEYHOTO TOHYyca Oojee
MPOKCUMAJIBHO

O HMCCJICIOBAHUE MBIIIEUHONU CHUJIBI: CA00CTh MBIIII TA30BOTO U ILJIEYEBOTO
osICa;

O WHCCIEIOBAHHE CYXOXHUJIBHBIX pe(QJIEKCOB: CHIKEHHE WIH yTpaTa
CYXOXKUJIbHBIX pe(IICKCOB;

o cumnToMm [oBepca-mONIOKUTENIbHBIN: HCIOIb30BAHUE MHOMATUYECKUX
MPUEMOB MPU MOJBEME C T0JIA;

O HUCIIOJIb30BAaHHWE BCIIOMOTaTelIbHBIX MHUOMATHYECKUX MPUEMOB U CIa00CTh
MBIIIIII IEW TPU NOJHUMAHUU TOJIOBBI IIPU MTOABEME U3 MTOJOKECHUS JIEkKA HA CIIUHE;

O OCMOTpP KOCTHO-CYCTaBHOM CHCTEMBI: TMOSCHUYHBIA THUIEPIOPAO3,
TYTONIOJABM)KHOCTh ~ WJIM  KOHTPAKTypbl  KPYIIHBIX  CYCTaBOB,  CKOJIHO3,
«KPBUIOBHJIHBIC» JIOMATKH, JAedopmaius TPyqHON KIETKH, VYIUIOIIEHUE U
nedopmariysi CTor;

0 Hamnuue mnoBelaeHueckux paccrpoiicts: CIBI, ayrtuctuueckue
MPOSIBIICHUS, 00CECCUBHO-KOMITYILbCUBHBIE PACCTPONCTBA;

JlaGopaTopHble TUAarHOCTUYECKUE UCCIIEIOBAHUS

Pannsas mumarmoctuka MJIJI mw MJIb — 3amor mnpaBuiabHOrO BEACHUS
MAlMEHTOB, CBOEBPEMEHHOIO MCIIOJIb30BAaHUS JOCTYIHBIX CXEM TEpanuu W
peabunurauuu uisi TpOPUIAKTUKA OCJIOKHEHUU, COXpAaHEHUs KauyecTBa W
MPOJOIKUATEIIBHOCTH )KU3HU MAIIUEHTOB.

OnpeneneHne akKTUBHOCTM KPEAaTMHKWHA3bI B KPOBUM BCEM IMAIIMEHTaM C
KIIMHUYECKUMHU CUMNOTOMaMH, XapakTepHbsiMu st MJIJI/MJIb, ¢ uenbio paHHe
IuarHocTuku 3adboneBanusi. KommenTtapuii: noseienue ypoBusa KOK obnuraTHsii,
PaHHUUN NOKJIMHUYECKUM MpHU3HaK. XapakTepHbM 1t M/I/] siBnseTcs noBbIIEHUE
K®K B 10 - 100 pa3. B o6s13arensHoM nopsike ypoBenb KOK gomxen onpeaensithes
y TAIMEHTOB B CJIEAYIOMINX CUTyalusX: 1) peOCHOK HEe HAuMHAET XOAUTh B 16-18
Mecs1eB, NpUMeHseT mpueM [oBepca MpU BCTaBaHUU WM XOJUT HAa HOCKax; 2)
HMMEETCs OTIATOIIeHHBIN aHaMHe3 1o M /] win Hanuure y OIM3KUX pOICTBEHHUKOB
HEYTOYHEHOTO HEPBHOMBIIIEYHOTO 3a0ojieBaHusl 3) y mMaluera HaIoJaeTcs
noBbiieHue Tpancamunas (AJIT, ACT) HesicHOTo reHesa y netei B JOKJIMHUYECKOU
CTaJauu (laHHas KIMHUYECKash CUTyallus Yallle BCTpeyaeTcs y JeTell B BO3pacTe 10
3 ner).

PexoMmenayeTcs mpoBeneHuEe MOJNEKYISIPHO-TEHETUYECKOTO MCCIIECOBAHUS B
reae DMD Bcem nanmeHTaMm € KIMHUYECKHUMHU CHUMIITOMAaM XapaKTEPHBIMU IS
MJIJI/M/Ib unu namueHTaM 0e3 KIMHHYECKONM CUMIITOMATHKH, HO C IIOBBIIIICHHBIM
He MeHee, yeM B 20 pa3 ypoBHeM KOK - mnsg moarBepkieHHs AUArHosa H
MPOBEICHUSI MEANKO-TEHETUYECKOTO KOHCYJIBTUPOBAHUS CEMBH.

Pekomennyercs manweHtaM c¢ nomo3penreM Ha MJIJI/MJIb mpoBeneHue
CTUMYJISILIUOHHOM 51 UTOJIBYATON OHMI' (Onexrponeripomuorpadus
CTUMYIISIIIUOHHAS OJHOTO HEepBa DeKTpoMuorpadust urosibdarast (0JJHa MBIIIIA)) C
1enbpo nuddepeHnnanbHON TUarHOCTUKY C IPYTUMHU 3a00JI€BaHUSIMU U BBISIBJICHUS
CTETIEHU IIEPBUYHO-MBILIEYHOIO TTopakeHus npu MJ1/]



JleyeHne

Jleuenne MJ1/1 BKITFOYAET KaK MAaTOTEHETUYECKOE JICUCHUE, TAK U ITPOBEICHUE
CUMIITOMAaTu4Yeckod Tepanuu. Benenuwe manuentoB ¢ MJIJ] npennonaraer
MYJIBTUIUCIUILIMHAPHBINA MTOAXO0/] C 00513aTebHBIM Y4aCTUEM HEBPOJIOTOB (HEPBHO-
MBIIIEYHBIX  CIEIHAJIUCTOB), TEHETHKOB, KapAHOJOIOB,  IYJIbMOHOJIOIOB,
racTPO3HTEPOJIOTOB, SHJIOKPHUHOJIOTOB, OpTOIIEIOB, (bu3HOTEpPAINEBTOB,
KJIMHUYECKHUX TICUXOJIOTOB U Bpadyeil APYrux CHEUHaIbHOCTEN, UMEIOIIUX OIBIT B
JIEYEHUU OTOT0 peakoro 3adonieBaHus. [Ipu HaIMYMM CHUMITOMOB MOPaXEHUS
OpraHOB-MHUIIIEHEH HEOOX0AMMa KOHCYIbTaIUs NPO(UILHOTO BpayaclelaincTa.

Tepanuga TIIOKOKOpTHUKOMAAMH. PEeKOMEHAYeTCs BCEM MalHUEHTaM C
MJJI/MIB ¢ Bo3pacta 4-5 net Tepanus npemaparoM Mnpeanu3onon™®* B moze 0,75
MI/KT/CYTKH C UEJIbI0 3aMEMJICHUS yTpaTbl MBIIIEYHOM CWIBI U (PYHKIUNH,
YMEHBIIICHUSI PUCKA PA3BUTHUS OPTONEIUYECKUX OCIOKHEHUU, CTAOMIM3U3aALUU
(YHKIIMOHAIBLHOTO COCTOSIHUS JBIXaTEIbHON U CEPACUHOCOCYIUCTON CUCTEM.

Tepanusa cepaedHO-COCYAUCTOM MATOJOTHU. PEKOMEHIyeTCsl MalueHTaMm ¢
MJI/I ¢ Bo3pacTa 6 JIeT HE3aBUCHUMO OT HAJIMYHS CEPACUYHO-COCYAUCTOMN MATOIOTHU
MPUMEHEHUE TMpenaparoB rpynnbl UHruoutopoB AllD wunm anTaroHucron
anrroten3uHa Il 1 npoguaakTUKu pa3BUTHS KapIUOMHOTIATHH.

Pexomennyercs nmauuentam ¢ MJIJI/MJIb auera, oOoramieHHas OenkaMu,
MHUKPODJIEMEHTaMHU, BKIIOUEHHE B palMOH MHUIIEBBIX J00AaBOK, COAEp KaIINX
KaJIbLWM, BATAMUAHBI Tpynmbl B, D, 1eBOKapHUTUH 114 NOAIEPKAHUS MBIIIEYHOM
Maccbl. KoMMeHTapuu: peKOMEHI0BaHHOE KOJI-BO OeJika JJis AeTel B BOP3pacTe OT
4-13 net cocrasmnsier 0,95r/kr Maccel Tena B CyTKH, AJisl AeTel B Bo3pacte oT 14 1o
18 ner — 0,85 Mr/kr B cyTku, maisi MyxuuH ¢ 19 ner — 0,8 MI/Kr B CyTKH.
Pexomeni0BaHHBIE 1036l BATAMUHOB U MUKPO3JIEMEHTOB JOJI)KHBI COOTBECTBOBATH
BO3PACTHBIM HOpMaM. B TONOIHUTETEHOM KOHTPOJIE HYKIa€TCS YPOBEHb BUTAMUHA
D.

Pexomennyercs y nanmentoB ¢ M1 Ha amOynaropHoit craanu 3a0oyieBaHus
MPOBEICHUE XUPYPTUUYECKOW JIEUCHUS KOHTPAKTYP, MATOJIOIUYECKOM YCTaHOBKHU
CTOII C LIEIBIO KOPPEKIIMU OPTONEANYECKUX HapyleHud. KommeHnTapuu: onepanuii
Ha CTONE, HAMNPAaBJICHHBIX HA KOPPEKIMIO BAPYCHOrO IMO3ULIHUOHUPOBAHUS W HaA
aXWJJIOBOM CYXOXKWIMHM JUIsl YAYYIIEHHUS JThana3oHa ThUIbHOTO CTUOAHUS MOMKET
OBITh IOCTATOYHO JISl YIYUIIIEHUS TOXOAKU Yy MAIMEHTOB ¢ KIMHUYECKU 3HAYUMbBIM
KOHTpaKTypa JOJIBIKKHA U XOPOIIUNA pa3rudaTesib YeThIPEXIIIaBOM MBIl U Oepa
cuina. BwmemarenbcTBa Ha Ta300€ApEHHBIX U KOJEHHBIX CycTaBax He
PEKOMEHAYIOTCS.
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MeanumHcKas peabunmtauma, MeauUMHCKME NOKa3aHUs U
MPOTMBOMNOKA3aHNA K MPUMEHEHMIO METOA0B peabuamntaumm

Jlns okazaHusi JaHHOTO BUA MOMOIIM TpeOyeTcsa ydyacThe Bpaya-HeBpOJIOra,
¢duznoTepanenTa, peadUIuTONIOra U CIEHUAIUCTOB IO OPTONEAUYECKON XUPYPTHUH.
Peabunuronor  OCyIIECTBISIET MOHUTOPUHI U NPUMEHEHUE Mporpamm
peadwInMTalMK, aJanTaluio/HACTPOMKY TIOJ WHAMBUAYaJbHbIE IOTPEOHOCTH
MalKreHTa B 3aBUCUMOCTH OT CTaauu 3a00JIeBaHUsA, PEAKIHUM HA TEparui U
nepeHocumoctu. [lanmentam ¢ MJIJ HeoOxomuma moaaepkKa MaKCHMaJbHOTO
YpOBHSI (YHKIHMM CKEJIETHO-MBIIIEUHOIO anmapara Jyuisi MpPeJOTBpallleHUusT |
MUHUMU3AIUM BTOPUYHBIX OCJOXKHEHUN (pa3BUTHE KOHTPAKTYpP, MBIIICYHBIX
arpo¢uii, KOMIEHCATOPHOU AedOpMalINK CKeJleTa, OCTEONEHUH, OcTeonoposa). [lpu
MPOBEJACHUN  pPEaOUIIMTAIIMOHHBIX  MEpPONPUATUM  u30erarb  Ype3MEpPHBIX
(MakcUMaNbHBIX) HArpy30K, OSKIEHTPUUECKUX YIPAXKHEHUHM C  BBICOKUM
conptuBieHueM. [lo mokazaHusiM 1elecOO0pa3Hbl 3aHSATUA C  JIOTOMEIOM,
BpauyOMOTOPUHOJAPUHTOIOM (cyprosioroM). B 3aBucuMocTH OT  BeayIIUX
KIIMHUYECKUX CUMIITOMOB nareHTam ¢ M/[J] MoxkeT ObITh Ha3HAUEHBI Pa3IMYHbIC
peadUIUTAIIMOHHBIE POTPAMMBI.

1)Metoas! puznueckoit peabunuraruu:

e AKTUBHOE PACTATHUBAHMUE;

e AKTUBHOE PACTATUBAHUE C TOCTOPOHHEN MOMOIIBIO;

e NTACCUBHOE PaCTATUBAHMUE;

e JUIUTEIBHOE BBITSDKEHHE C HCIOJIB30BAHUEM MO3UIIMOHUPOBAHUS,
IIMHUPOBAHUS;

e opte3bl (AFO — ronenn-crona; KAFO — koneHo-roneHb-cTorna);

e IIPUCIIOCOOJICHUS JJIs1 BEPTUKAIMU3AIUU.

2) Xupypruueckoe BMEIIaTeIbCTBO MPU KOHTPAKTypaxX HUAKHUX KOHEUYHOCTEN
U CKOJIMO3aX

3) BcrnomorarenbHble NPUCIOCOONEHUS Il KOMIEHCAaluu (yHKIUH U
aJanTalyu:

* PYUYHBIE KPECJIa-KOISICKHU;

e MOTOPU3UPOBAHHBIE KPECIa-KOJISICKH;

e ABTOMATHUYECKH PETYIUPYEMbI€ KPOBATH;

4) duznueckue Harpy3kd: i MPEJOTBpalieHuss aTpopuud U BTOPUUHBIX
OCJIO)KHEHMM TAaIlMeHThl C COXPAaHHOW CHOCOOHOCTBIO K CaMOCTOSATEIbHOMY
NMEpPEABMKEHUIO M TMAalMEHThl Ha paHHEW CTaauud TOTepU CIOCOOHOCTU K
CaMOCTOSITEIbHOMY MEPEABUKEHUIO JIOJKHBI PETYIISIPHO 3aHUMATHCS YKPETIICHUEM
MBIIII] B CyOMakCUMaJbHOM (JIETKOM) pEKUME TMOJ HAOII0JEHUEM UHCTPYKTOPOB,
Me/l. IepcoHana, 00y4YeHHbBIX pOAUTENCH

e IJIaBaHKUE/TUAPOTEPAITUSL;

e BOCCTaHABIMBAIOIIUE YIIPAKHEHUS PEKPEallMOHHON HATPaBIECHHOCTH.
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