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BY3 BO «BopoHe:kckas o0JiacTHasI 1eTCKasi KIMHUYecKasi 0oabHua Ne 1»

MblieyHble AMCTPO(MM — TpyINNa TEHETHYECKUX 3a00JIeBaHUil, BBI3BIBAIOIIMX CIIA0OCTh M
UCTOLICHHE MBIIIL, NPEHMYIIECTBEHHO — CKEJIETHBIX, HJIM NPOHM3BOJIBHBIX. Pa3nmiuaroT 4ersipe THUIA
MBIILICYHBIX TUCTPOduii:

v BpoxIeHHas (KOHreHHMTaabHas) Mblnednas quctpodpus (KMJT),
v’ nucranbHas MbliedHas quctpodust (1),

v’ wmbiniedHas guctpodus Imepu-Jpeiipyca (3IM),

v okynodapunreansyas Mpimeunas guctpodus (OOM]).

[TockonbKy JBE TOCIEIHHE OTHOCATCS K PEAKAM (POpMaM MBIIICYHBIX JUCTPOGUIA U BCTPEUAFOTCSI
JOCTaTOYHO PEIKO, MX JUArHOCTHKA MOXET OBITh 3aTpyIHEHA, ¥ MHOTHE BOIPOCHI, CBSI3aHHBIE C UX
CHMIITOMATUKOW ¥ MPOTPECCUPOBAHKUEM, BCE €IIIe OCTAIOTCSl 0€3 OTBETOB.

BpokieHHBIE ¥ AUCTANbHBIC MbIIICUHbIC AUCTPOGuU (MHOTAAa Ha3bIBaCMbIC IUCTATBHBIMU

MI/IOHaTI/ISIMI/I) —9TO LCJIBIC T'PYIIIbI MBINICYHBIX 3a00JIEBaHUH.

Ipu4yuHbI MBIIIEYHOH AUCTPOpUU?

Bce dopmer mbiieunoit auctpoduu (M) ABIASIOTCS HACIEACTBEHHBIMHU, TO €CTh, 00YCIOBICHBI
MyTanusmMu (M3MEHEHUSIMH) B OINPEICNICHHBIX TeHaX. ['eHbl sBistorcs yyactkamu JIHK u Haxomsrcs B
XxpomMocomax. ['eHbI comepKaT «perenThl» ISl Pa3TUYHBIX MPOTEHHOB U UX BapHaIlii, HEOOXOIUMBIX
HaIlleMy OPTaHU3MY Ul HOPMAJILHOTO ()YHKIIMOHHUPOBAHUS.

Korna B rene mpoucxouT MyTalusi, MOXKET CHHTE3UPOBaThCs 1e(heKTHBIN MPOTEUH, 100 BOOOIIE
HE CHHTe3upoBarThcs. Kak mpaBuio, yTpadyeHHbIM WM AeQEKTHBIA MPOTEMH B MBIIIIAX BBIHYKIAET
MBIIIEYHbIE KIETKH (PYHKIMOHHPOBATh HE TaK, KaK JOJKHO, YTO BBI3BIBAET CHUMIITOMBI MBIIICYHOM
aucTpouu, BKIItOYast ¢1ab0CTh M MOCTOSTHHOE UCTOLICHUE MBIIIIL.

Mpimsl  00pa3oBaHbl IydyKaMH BOJIOKOH (KJIeTOK). ['pynmbl TpOTEHMHOB BAOJIB MEMOpaH,
OKPYKAIOIIUX KaKI0€ BOJOKHO, M BHE KIETOK, [IOMOTalT MOJAEPKUBATh HOPMAIbHOE
(GYHKIIMOHMPOBAHUE MBIIIEYHBIX KJIeTOK. Korma onuH W3 3TUX MPOTEMHOB YTpPaueH WM MOBPEXKACH
(BCiecTBUE MOBPEXKICHHUS T€HA, COJCPIKAILETO €T0 «PEIEHT»), Pe3yJIbTATOM MOXKET ObITh OIHA U3 HOpM
MbIIIeyHOU AuCcTpopuu. OTCYTCTBHE WK Ae(PEKTHI B pa3IMYHBIX MPOTEHHAX — CPEAN IPUYMH PA3TUIHbIX
TUIIOB MBIILICYHON AUCTPODUH.

Paznuunbie popmbl BpoxkaeHHON M/ SBISAIOTCS pe3yinbTaToM Ae(heKTOB B MPOTEHMHAX B UM BHE

MEeMOPpaHbI MBIIICYHBIX KIETOK ((QYKYTHH, MHTEIPHH), HJIX BO BHEKJICTOYHOM MaTPUKCE, PHUMBIKAFOIIEM K
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MeMmOpaHe (MEpO3WH WM JaMHHUH-adbba-2) JIpyroii MeMOpaHHBIH MPOTCHH, AUCHEPIHH, CBS3aH C
aucTanbHou MJI.

OTcyTcTBHE HEKOTOPBIX INPOTEHMHOB, (DYHKIMOHUPYIOIIUX B KIETOYHOM SApe, NPUBOAUT K
pasButuio MJ| Owmepu-Zpetidyca (dmepun, npamun A, namun C) wim okynodapunreansHo MJ]
(PABPN1)

BonpmmHCcTBO (OpM MBIIIEUHONH OUCTPO(GUM — MPOrpeccUpyroOlIve, U HMMEIOT TEHACHLUIO K
YXYIUIEHUI0 C TE€YEHUWEM BpeMeHU. TeM He MeHee, BO3pacT Hayajla M CKOPOCTbh IPOTPECCUU MOTYT
3HAYUTENBHO OTIMYAThCA B pazHbIX (hopmax. HekoTopble, XOTs W HE BCe U3 THX 3a00JEBaHUN, MOTYT
CephE3HO BIHATH HA MPOJOKUTEIIEHOCTD JKU3HU.

B GonbmmHCTBE CiTyyaeB MpH MBIIIEYHON TUCTPO(PHH UCTOIIEHUE MBIIIIL B TOPAXKEHHBIX 00JIACTSIX
CTAHOBHTCSI BU3YaJIbHO 3aMETHBIM (MBIIIIIBI YMEHBIICHBI B pa3Mepax), U pyKd, HOTH WU TYJIOBHIIE MOTYT
HAcTOJIBKO OcCHa0HyTh, YTO B MTOT€ 4YEJIOBEK CTAHOBUTCSA 0O0e31BMKEHHBbIM. Hekortopsle (Gopmbl
MBILIEYHON TUCTPOPHUH COIIPOBOMKAAIOTCS KOHTPAKTypaMH WX TYTONOABHKHBIMU CyCTaBaMH, HEKOTOpBIE
— CKOJINO30M WJIM UCKPUBJICHHEM ITO3BOHOYHHKA.

IIpu Tex Qopmax MBIIIEYHON AUCTPOPHH, KOTOPHIE MOPAXKAIOT IIIOTATEIbHbIE MBIIIIBI, MOTYT
noTpeOOBATHCS MEPBI MPEIOCTOPOKHOCTH, YTOOBI MPH €/1€ U MUThE MUILA HE ToMana B Jerkue. XoTs npu
OOJIBIIMHCTBE MBILIEYHBIX JUCTPO(UI MO3T HE TOPAXKAETCsI, HEKOTOPBIE BCE e CBA3aHbI C U3MEHEHUSIMU B
MO3re, 4TO MPHUBOAMT K YXY/IIEHUIO MO3HABaTEIbHOM CIHOCOOHOCTH, YPOBEHb KOTOPOW MOXKET OBITh
cJ1a0bIM UJTH IOBOJIBHO CEPHE3HBIM.

W, nHakoHer, HEKOTOpble (HOPMBI MBIMICYHOW IUCTPO(UM 3aTPAaruBalOT CEpPAIE, YTO MOXKET
noTpe0oBaTh MOHUTOPUHTA cepaeuHoil ¢pyHkumu. [Ipu kaxom 3a001eBaHusl €CTh CBOM CrelU(pUUECKUE

poOJIEMBI.

JAmnarnocTuka Mblie4Hoi aucrpodun

JlnarHocTuka J00bIX (OpM MBIIIEYHON TUCTPOPHUHN HAUWHACTCS CO 3HAKOMCTBA C MMALMEHTOM, €r0
ceMerWHOW HcTopueil W mpoBefeHHs ocMoTpa. [IponcxokIeHHe MBIIIEYHOH cIa00CTH MOXKET OBITh
UICHTH(OUIIMPOBAHO MPH CIEIUATFHOM HCCIICIOBAHUH, Ha3bIBaeMOM dJiekTpoMuorpadus (OMI).

Ha panHeMm 3Tarne 1MarHOCTUKY 4aCcTO Ha3HAYaCTCs UCCIIEIOBAHUE KPOBH ISl OIIPENIEIICHHS] YPOBHS
kpearunpochoknnazpl (KOK). KOK — sH3uM, mpocadyuBaromuiicss U3 MOBPEKACHHBIX MbImil. Korma
ypoBeHb K@K B KpoBH MOBBILIEH, 3TO OOBIYHO O3HAYaeT, YTO MBILINBI Pa3pyILAIOTCS B pe3ysbTaTe
KaKOro-TO MaTOJIOTHYECKOTo Mpoliecca, TAaKOro KaK MbIIIeuHast AUCTpodus WK BocmajieHue. Boicokuit
ypoBenb KOK HaBOIUT Ha MBICIB, YTO MBIIIEYHAs cIa00CTh BhI3BaHA MATOJIOTMYECKUMHU MPOLIECCAMU B
CaMHMX MBIIIIAX, HO HE MOYKET TOYHO yKa3aTh, KAKOE MIMEHHO 3TO MOXET OBITh MBIIICYHOE 3a00JICBaHHE.

YroObl onpenenuTh, Kakoe 3ab0sieBaHUE SBIISETCS MPUUUHOM MPOOJEM, Ha3HAYal0T MBIIICYHYIO
ouoncuro. CoOBpeMEHHbIE METOJAMKH I03BOJIAIOT HA OCHOBAaHMM OWMONCHM OTJIMYMTH MBILIEUHBIE
IUCTPO(UHU OT BOCHAIUTENLHBIX U MHBIX 3a00JI€BaHUH, a TaK e OTIIMYATh pa3IuuHbIe POPMBI AUCTPOHIA.

I'eneTnueckue TeCThI, MPOBOISIIMECS C UCIIONB30BAaHUEM 00pa3lia KpOBH, MOTYT aHAJIN3UPOBATH
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T'CHBI MTAIIMEHTA Ha HAJTM4Yue CennGUIecKux IeQeKTOB, XapaKTePHBIX ISl PEIKAX MBIIICYHBIX TUCTPOQHI,
MTOMOYb B MPOTHO3€ BEPOSITHOT'O TEUCHHMS 3a00JIEBaHMs, & TAK)KE IOMOYb CEMbSIM B OIICHKE PUCKa MepeIadn
3aboneBanus cuenyromuM mokoneHusM. JIHK-TecTsl ye BO3MOMXHBI JUIsi HEKOTOPBIX OIMCHIBAEMBIX
3a00JIeBaHUM, HO /1151 HEKOTOPBIX BCE €Ile HaXOAATCs B pa3paboTke.

Mplmieunass qucTpodust MOXKET OBITh XapaKTEPHOW JJISl CEMBbH, JTaXKe €CJIM OHA €CTh TOJBKO Y
OJTHOTO YJICHAa CEMbH. JTO 00YCIOBICHO MEXaHH3MOM HACJICIOBAHHS TCHETHYECKUX 3a00JICBaHHA.

Kaxnas ¢popma mbIiedHoit quctpoduu Haciaeayercs Mo OJHOMY U3 TPEX THIIOB. PEIECCHBHOMY,
JOMUHAHTHOMY Wi X-CIeruieHHOMY. KOpoTko roBops, eciu 3a0olieBaHHE pPELEeCCUBHOE, ISl €ro
pa3BUTHS HEOOXOIUMBI JIBE KOITUH JIePEKTHOTO I'eHa (1o 0JJHOM OT Kaxoro poautess) Kaxapiii poaurens
MOJKET OBITh HOCHUTEJIEM MOBPEKICHHOTO TeHa, HO MTPH 3TOM OOBIYHO SBISETCS 30POBBIM.

Ecnu 3a0oneBaHue JOMHHAHTHOE, IS Pa3BUTHA 3a00JIeBaHHS JIOCTaTOYHO OJHOW KOIUH
nedexTHoro rera. YenoBek ¢ MOBPEXKICHHBIM T'€HOM UMEET CHMIITOMBI 3a00JICBaHUSI H MOXET TIepeiaTh
€ro JICTSIM.

Ecnu 3a0oneBanue X-clEIICHHOE, OHO MEPENIaeTCcsi OT MaTepu K CBhIHY, IIPU 3TOM JOYEPH MOTYT
OBITh HOCUTEIBHUIIAMHU, OJTHAKO, KaK MIPABHIIO, HE OOJICIOT.

Bo MHOTHX CiTydasiX MBIIIEYHbIC TUCTPO(UN MOSBIISIOTCS «KaK TPOM CPEIH SICHOTO He0a», XOTS B
JICUCTBUTEILHOCTH 00a POTUTENST MOTYT OBITh HOCHTEISIMH, UMES CKPBITYIO T€HETHYECKYI0 MYTAIUIO
(moBpexkIeHHBIH TeH). BoNMbIIMHCTBO poAMTENeH Aa)e He MOJ03PEBAIOT, YTO SBISIOTCS HOCUTEISIMH, 110
TEX MOp, MOKa y HUX HE POXKIAaeTCsi peOCHOK C 3a00IeBaHHEM.

B penkux cmyyasx MbIIIEYHBIE JUCTPOPUU MOTYT MOSIBISTHCS «HUOTKYJ1a», €CIIM HOBask MyTaIlus
MOSIBJISIETCS. TIPY PA3BUTUU PEOCHKA, M POAMTENN MPH 3TOM HE SBISIOTCS HOCUTEISIMH TOBPEXKICHHOTO
reHa. JTO SIBIICHUE HAa3bIBACTCS «CIIOHTAHHON MYTaIMei», U IOCIIe €€ TOSBICHHSI MOXKET OBITh Mepeana
CIICAYIONIMM TIOKOJICHUSIM, TaKUM 00pa3oM <«BHOCS» T€H IS ONPEACICHHON MBIIICUYHOW AUCTPOPHUH B
CEMBIO.

Puck nepemnauu pa3HbIx GOpM MBITIIEUHOU TUCTPODUHU 3aBUCUT OT MHOTUX (PAKTOPOB, BKIIFOYAS TO,
KaKOM MMEHHO THUII MBIIIEYHON TUCTPO(DUU UATHOCTUPOBAH.

Jleuenne

B nHacrosiee BpeMs He CYIIECTBYET JICUCHUS HU 1 Kakux ¢opm MJI, HO pa3paboTaHO MHOTO
METOIOB, CITOCOOHBIX IIOMOYb ITPHU OCHOBHBIX cUMIITOMax. Harpumep, 60poThest ¢ KOHTPAKTypaMH MOXKHO
C TIOMOIIBI0 (U3UOTEPANIUU WM, WHOTJIA, C TIOMOIIBIO ONepaIfii Ha CYXOXKHIIHUSIX, CO CKOJMO30M —
(buKcaTopaMu WM XUPYPTHUECKUM TyTEM, a C CEpACUYHBIMH MPOOIEMaMU — C TIOMOIIBI0 MEANKAMEHTOB
WJIM UMITIAaHTAIMHA KapIHOCTUMYIISTOPOB.

MHorue aroau ¢ 3tumu hopmamu M1 KHUBYT 10CTaTOYHO MOTHOM JKU3HBIO.

Paccmorpum oany u3 rpynn M/
TepMHUHOM «KOHTEHUTATbHAs MbllieuHas auctpodus» (KM/I) B aeiicTBUTEIbHOCTH 0003HAYAETCS
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1enasi TPymma MBIIIEYHBIX AUCTPOdU, OOBEAMHEHHBIX TeM (aKTOM, UYTO MBIIICYHAs CIa0O0CTh
MPOSIBJISICTCS. B MIIQJICHYCCTBE WJIM OYCHb PaHHEM JAETCTBE (Kak MpaBWIIO, JIO JABYX JeT). BpoxieHHbIC
3a00JIeBaHUs —3TO T€, Y KOTOPBIX CUMIITOMBI IIPOSIBIISTIOTCS IIPU POKICHUH HITH CPa3y MOCIE HETO.

Huarnoz «KMJI» MOXXeT BbBI3BaTh MYyTaHUILy, MOCKOJbKY MHOTHE TOJbI 3TOT TEPMUH OBLI
«BCEOOBEMITIONIUM» JJIsl OINUCAHUS COCTOSIHHMM, IMOXOXXUX Ha JPYrue MbILICYHbIE TUCTPOdUHU, HO
HAYMHAIOIIKUXCS OYEHb paHO, JUOO HacleAyeMbIX IO JApyroMy THIY. B HacTosimiee Bpems Bpayu
JOTOBOPHJINCH, YTO CYIIECTBYIOT OT/AEIbHbIE KaTeropuu «cTUHHBIX» KM/I, BbI3BaHHBIX crielu(UIHBIMU
MyTallUSIMA TE€HOB, U OHU OTJIMYAIOTCS OT JPYTUX MBIMICYHBIX TUCTpoduil. Tak 9TO BO3MOXKHO Yy
HEKOTOPBIX JIIOJAeH, monyuuBmMX auarHo3 «KMJ[» mHOro ner Hazal, B JEUCTBUTENBHOCTH OJHA W3
M3BECTHBIX (DOPM MBIIIEYHON TUCTPOPHUH C HEOOBIYHO PAHHUM J1E0I0TOM.

Hetu ¢ KMJI Moryr uMeTh pa3juyHbIE CUMIITOMBI, CTE€NEHb TSHDKECTH W TMporpeccuu. Y
OOJBIIMHCTBA  MPOSIBISIETCS ~ IPOrpeccUpyrolas — MblllleyHas  ciaabocTh,  KOTOpas  cHayana
UICHTUPUIHUPYETCS KaK TUIIOTOHUS WM CIAOblii MBIIIEYHBIH TOHYC M CO3JAaeT BIEYATICHHUE <BSIIOr0»
miazaeHna. [lo3xe MiaaaeHIbl 1 MaJIeHbKUE JETH HAYMHAIOT C OTI03aHUEM IIE€PEBOPAYUBATELCS, CAAUTHCS U
XOJIUTh, UJIU TaK U HE OCBAMBAIOT HEKOTOPHIE OCHOBHBIE IBUTATEIbHBIC HABBIKU.

Hekortopsie Hambonee penkue dopmbl KMJ[ compoBOXmarOTCs CYIIECTBEHHBIM HapYIICHUEM
MO3HABATENIbHON CIIOCOOHOCTH WJIH 33/I€PKKOM YMCTBEHHOT'O Pa3BUTHSL.

KM/l BbI3BaHBI TEHETHYECKUMHU Je(eKTaMu, BO3JACUCTBYIONIMMH Ha Ba)KHBIC MBIIIICYHBIC
npotennbl. bonbmmuacTBo popm KM/JI HacnenyroTcs mo ayTOCOMHO-PELECCUBHOMY THITY, OAHAKO, IO
KpaifHell Mepe, oiHa opMa HacleayeTcs JOMUHAHTHO.

BonbmuHCcTBO POPM BPOKAESHHONW MBIIIEUHOW AMCTPOGUHN MPOUCTEKAIOT U3-3a MOTEPH MPOUYHBIX
CBSI3CH MEK/1y MBIIIICYHBIMUA BOJIOKHAMH U UX OKPYXECHHEM (BHEKJICTOUHBIM MATPHKCOM).

Hewnsectno, mouemy KMJl BBI3BIBAIOT MBIIMICUHYIO CIa0OCTh paHbINE, 4YeM JAPYTHE THITBI
MBIIIEUHBIX qucTpoduii. OmHa U3 BEPCU —ITO TO, YTO MBIIICYHBIC TPOTEHHBI, TOBpeKAeHHbIE Tpu KM/,
HEO0OXOMMBI Ha PaHHEM 3Talle Pa3BUTHs MBI MJIQJICHIIEB, B TO BPeMs KaK MPOTEHHBI, CBI3aHHBIC C
JIPYTUMH MBIIICYHBIMU TUCTPOPUSMHU, CTAHOBSTCS BXXHBIMHU TOT/A, KOTJAa B MpPOIECCe pocTa peOeHKa
MBIIIIbI HAYUHAIOT UCTIOIb30BATHCS B OJIHYIO CUITY.

BaxxHo oTMeTruTh, 4TO XOTS MbImeuHas ciabocte npu KMJI mposiBasercs panbine, KMJ[ He
oOs3aTenbHO Oonee Tspkenas, yem apyrue Gopmel MJI. CteneHb U CKOPOCTh MPOTPECCHH MBIIIEYHON
cmabocTu pa3nuaHbl TpH pa3Hbix hopmax KM/, a Takke y pa3HbIX JeTei.

B cepenune 1990x yueHsle 0OHapYXUJIH, YTO B OCHOBE, M0 KpalHEll Mepe, HEKOTOPBIX CIIydaeB
KM/JI nexut neduuuT mpoTeMHa MEpO3WH, B HACTOSIIEe BpeMs dYalle MMEHYeMOro Kak JIAMUHUH 2.
Mepo3uH B HOpMe IPUKPEIUISIET KIETKU K CTPYKTYpPE, B KOTOPYIO OHU YIIaKOBaHBI, HA3bIBAEMOU Oa3zaibHas
JIaMUHA.

KM/I naganum kiaccuuipoBarh 1100 Kak MEPO3UH-ICPUITUTHYIO, THOO — MEPO3UH-TIO3UTUBHYIO.
['en Mepo3uHa (pacrookeH Ha XpoMocoMme 6).

3arem, B 1998roay, 6butn HACHTU(UIIMPOBAHBI MyTAaIlMKM B T€HE UHTETPUHA KaK JIpyras NpuunHa
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KM/I. UaTerpuH, KOTOPBIN OKPYKAET U MOAACPKUBAET KAXKI0€ MBIIIIEYHOE BOJIOKHO, COEAMHAET JaMUHUH
2 ¢ ApyruMu IPOTEMHAMH BHE KJIETOK.

B konme XX Beka ydeHbIe MPEIOIOKUIN, YTO 0ONe3Hb YIIbpuXa, HbIHE M3BeCTHas kak KMJ]
VYnbpuxa, Obla BEI3BaHA HEIOCTATKOM KoyutareHa VI, kaHaTomogo0HOro MpOTenHa, JTOKAIN30BaHHOTO B
TOH e 00nacTH, rae ObUT OOHAPYKEH JTJAMUHUH 2.

Komnaren VI, xoTopblii momoraer MojaJep>KMBaTh MBIIIEYHbIE BOJIOKHA, BEPOSTHO, MOPAXKAET
MBIIIEYHbIE KJIETKH Yepe3 UX COeMHEHHUE ¢ JaMUHUHOM 2. JIaMHHMH 2, B CBOIO OY€pe/ib, COEAUHSIETCA C
MBIIICYHBIMU KJIETKAMH TIOCPEJCTBOM JAPYTHX JBYX MPOTEHMHOB. UHTEIPUHA U JUCTPOTJIMKAHA.

JucTpornukan CBS3BIBAET BHEIIHIOID TOBEPXHOCTh MBIIIEYHBIX KJIETOK C BHEKJIETOYHOU
CTPYKTYpOI TOCPEACTBOM 00JaCTH, COCTOSIIIIEH M3 MOJIEKYJI caxapa, BEICTYMAIONINX U3 3TON MOBEPXHOCTH
Y NIPUKJICEHHBIX K JIJAMUHHHY.

CTpukTypa BCEro 3Toro KoOMIuiekca 00bACHSET, IOYEMY MyTallMK B Pa3JIMYHBIX T€HAX MPUBOMIST K
pazBututo KMJ[. Kaxnaplii M3 3TUX MPOTEMHOB COJACHUCTBYET PpA3JWYHBIMU MYTAMH MPOIECCY
«caxapuzaum» (rauKo3mwianun) auctporimkana. Hekotopeie dopmbr KM/, pu KOTOPBIX TOpa)XXEHBI HE
TOJIKO MBIIIIIBI, HO TAaKXe Tja3a U rosioBHOW Mo3r — KMJ[ ®@ykysma (BcTpeuaromiascs B OCHOBHOM B
SInoHuMK), MBIIIIEYHO-TIa30-MO3T0Bast 00JIe3Hb U CHHAPOM Yokepa-BapOypra — o0ycioBiieHs! qedekTaMmu
3TUX NPOTEUHOB, BOBJICUYECHHBIX B TJIMKO3WIALHNIO.

B 2001roxay 6su1a naenTudunrpoBana mytaius B reHe cenenonporenHa N1 kak npuunaa KM/ ¢
PUTHIHOCTBIO TTO3BOHOYHUKA ¥, WHOTAQ, TYTOMOIBUKHOCTHIO CYCTaBOB — JIOKTEBBIX, O€IPEHHBIX,
KOJIEHHBIX U TOJIEHOCTOIHBIX. DTOT IPOTEUH, KaK MOJAratoT, UTPAeT pojib B pAaHHEM Pa3BUTUU MBIIII] U HE

ABJIICTCA YaCThIO OIMMCAHHOI'O BBILIC ITPOTCUHOBOI'0 KOMILJICKCA.

Tunsr KM/JI

v’ Meposun-oepuyumnas KM/

VY nereii ¢ Mmepo3un-aepunuTHON KM/l MONMHOCTBIO MM YaCTUYHO YTPAayeH MBIIICYHBIN MPOTEUH
Mepo3uH, Win JaMuHuH 2. Kak npasuiio, 3a00eBaHIE CTAaHOBUTCS 3aMETHBIM, KOTJla peOCHOK HaYMHAET
YYUTBCS XOAUTh. CTENEHb MBIICYHOH CIa00CTH MOXKET BapbHUPOBATHCS OT TsHKENIOH (PeOSHOK HE XO/IUT)
10 MATKOM (peOCHOK HAYMHACT XOAUTh B 2-3T0/1a), M 3aBHCHUT OT KOJIMYECTBA MEPO3UHA B OPTaHU3ME.

Orta dopma KMJ[ mporpeccupyer odeHb MEIJICHHO, a B HEKOTOPBIX CIydasx BOOOIIE HE
nporpeccupyer. XapakTepHbIMH NpoOIeMaMH SIBIAIOTCA KOHTPAKTYpbl, TPYJHOCTH C JbIXaHHUEM U
cynoporu (mpumepno B 20% ciyuae). MHTEIEKT, Kak MpaBUIIO, HE 3aTPOHYT, XOTSI OTMEUCHBI CITydau
TpYAHOCTEH C 0OOyueHHEM.

XapakTepHbIM JUarHOCTHUECKUM METOAOM Ui 3Toro thna KM/ sBiasieTcsi MarHUTOpE30HaHCHAs
tomorpadust (MPT). Ilpu sTOM HCCIeIOBaHMK MO3ra HAONIOJAIOTCS W3MEHCHHS B OCIIOM BEINECTBE,
COCTOSIIIIEM U3 HEPBHBIX BOJIOKOH, MEPEAAIOIINX CUTHANIBI OT TOJIOBHOTO MO3ra K ClIMHHOMY. HecmoTps Ha
9TH u3MeHenus npu MPT, y moneli ¢ mepo3un HeratuBHOW KM/[ B OBCEIHEBHOMN KU3HU MPOSIBIISIFOTCS

JIMIIL HEOOJIBIIINE MPU3HAKH TTOBPCIKACHUA MO3Ta.



v  KM/JI Yabpuxa

Knuanueckas xapakrepuctika KMJ] Yabpuxa (wiu 0osie3Hu Yibprxa) BKIIOYAET TUIIOTOHHIO
(cHWKEHHUST MBIIIEYHOTO TOHYCA), TUINEPMOOMIBHOCTh CYCTaBOB PYK M HOT, M MHOXCCTBEHHbBIC
KOHTPAKTYpPBI MPU POKIACHUU C PUTUIHOCTHIO MMO3BOHOYHUKA. TedeHue - MEJJIEHHO MPOrpecCUpyrouiee,
MPUBOJIALIEE K CTA00CTH M UCTOIIECHUIO MBIIIIL.

WHuTennexT He 3aTpoHyT. B mepBoit Aekase )XKU3HU y JIeTel ¢ 00JIe3HBI0 YIIbpUXa MOTYT Pa3BUTHCS
MpOOGJIEMBI C TBIXaHUEM BO BPEMS CHA.

v' Muonarus Beriema

Tak >xe kak u 0one3Hp Yibpuxa, 3To — peakas ¢opma KMJI, o0ycnoBieHHas yTpaToil KojuareHa,
HO C MEHEe TSDKENbIM TeueHueM. [lepBble MpOSIBICHUS MOTYT OBITH B Pa3HOM BO3pacTe. XapaKTePHBIM
SIBJSICTCSI OTPaHMUYCHHAS MMOJIBUYKHOCTh CYCTaBOB, BKJIFOUAsk KOHTPAKTYPHI MajblieB (3Ta popMa UMEHYETCS
«MHOMNATHEN», YTO 03HAYAeT «MbIIIeYHOE 3a00JieBaHUE» U SBIsETCS Oojiee MMPOKUM TEPMUHOM, YEM
«aucTpodus», KOTopast MPEANnoaracT MPOrPECCUBHYIO JIETCHEPAIIHIO).

v' Murerpun-gepumuraas KM/I

VY nereit ¢ AeUIMTOM MHTETpHHA HAOIIOACTCS THIOTOHHS (CHH)KCHHE MBIIICYHOTO TOHYCA) U
cJ1aboCTh YK€ B paHHEM MJIQJICHUECTBE, U COMPOBOXKAAETCS 3aJ€P>KKOM MOTOPHOTO pa3BUTHA. JleTn Kak
MPaBUJIO HE XOAT 10 2-3JIeT.

v  KMJI ®ykysama (PKM/I)

KMl ®ykysma HaOm0gaeTcss MNPaKTHUECKHM MCKIIOYUTENBHO Y BBIXOALEB U3 SMOHUH.
3aboneBaHue CcBsA3aHO C jAedekToM reHa (QyKyTHHA, W Hamboyiee PAaCHpPOCTPAaHEHHBIE MYTAaIlUH, Kak
MpeANoJaraeTcsi, BOSHUKIN Y OJHOTO SIMOHCKOTO MpeAKa MHOro JieT Ha3aid. JlaHHble MOKa3bIBAIOT, YTO
(GyKyTHH y4yacTBYeT B INIMKOJU3UPOBAHUU JUCTPOTIIMKAHA.

Mprmieunas cimabocts npu @KMJ] BappupyeTCcss OT TsDKEIIOH 10 MATKOW, MPU KOTOPOH JIOIU
CHOCOOHBI XOAUTH € MOAAEPKKON. OOIUpPHBIE OTKIIOHEHHSI B TOJIOBHOM MO3T€ OOBIYHO COMTPOBOXKIAIOTCS
TSDKEJIOW YMCTBEHHOM OTCTAJOCTBIO, 3MUJIENICUEN, MOTEPEN 3pEHUS U CYLIECTBEHHBIM COKpALICHHEM
OXKHUIaEMOU TIPOIOJIKUTEIIBHOCTH KHU3HH (IPOIOJHKUTEIBHOCTS 0K0J10 11-16eT).

v MbIlIeYHO-T/1a30-M03roBas 6ose3ns (MI'M)

Penkas ¢dopma KMJI, BnepBrie onrcannas B OuHIsIHANM U ©Meromas cxoxue 4eptol ¢ DKM/,
Kak npaBuio — Gonee Msrkasi, ¢ A1Mana3oHOM BBIKUBAEMOCTH OT PAHHErO JETCTBA IO CEAbMOW JEKaIbl.
CornpoBoOKIaeTCs 3aIEPKKOH MOTOPHOTO PAa3BUTHUS, TSHKEIOM YMCTBEHHOW OTCTAJIOCTBIO U MpobiIeMaMu
CO 3pEHUEM.

v' Cungpom Yokepa-Bapoypr (CYB)
Ouensb peakas hopma KMJI, cxoxast ¢ MI'M, Ho HamHoro OoJiee Tspkenas (mojaratoT, uto MI'M u
CYB — 3aboseBaHusi OJHOTO CIEKTpa). Y IIfOJCH ¢ 3TUM 3ab0JieBaHHEM HAOJIIOMAlOTCSA THUIOTOHHS,
CYJOpOTH, YacTO —TsXkKeJlas YMCTBEHHAsl OTCTaJIOCTh 1 MHOTOUHCIICHHBIE TPOOIeMBI cO 3peHreM. bobHble
MorubaroT B MIIaJICHYECTBE.

v KM/ ¢ CHMHAPOMOM PUTHIHOI0 NO3BOHOYHUKA



Ota popma KM]I xapakrepusyercs Je0I0TOM B BO3pacTe JI0 rojia ¢ 3aMETHOMW CIab0CThIO MIeHu U
crnabbIM KOHTpOJIEM TroJioBbl. [lociae HEKOTOPOro HayalbHOTO YIYYIICHUS y AeTei mocteneHHo (K 3-7
rojiaM) pa3BUBACTCS KECTKOCTh, WJIM PUTHIHOCTh MMO3BOHOYHMKA. HaOnromaeMbie KOHTPAKTYpPhI MBIIII]
KOHEYHOCTEH MeHee Pa3BUTHI. CHCI_[I/IaJ'IBHO AIalITUPOBAHHBIC KOMIIBIOTCPHI MOT'yT NOMOYbL IACTAM C
npoOieMaMu 3pEeHHS.

K moapocTkoBOMY BO3pacTy pa3BHBAETCs CIa00CTh JBIXATEIbHBIX MBI, B TO BPEMs KaK MBIIIIIBI

KOHEYHOCTEH MEHee 3aTpOHYThI. IHTENIEKT HEe 3aTPOHYT.

Kaaccndunkannsa KOHTeHNTAIbHBIX MbIIICYHBIX JTUCTPODH
v’ Meposzun-oepuyumnan KM
[Mpuuwnnaa — Hemoctatok Mepo3nHa (JTaMuHUHA 2) WK APYroi 1e()eKT, BRI3bIBAOIINI IeUIIUT MEPO3UHA.
Tun nacnenoBanus —['en Ha 6 xpomocome. [pyrue rensl. PerieccuBHBII.
v' KMJ[ Ynvpuxa
[Tpuunaa — AHOMaNMu KoJjutareHa 6
Tun nacnenoBanust — ['enbl Ha xpoMocoMme 2 ninn 21. PerieccCuBHBIN WU TOMUHAHTHEIH.
v Muonamus bBemaema
[TpuumHa - AHOManuu KoJutareHa 6
Tun nacnenoBanus — ['eHsr Ha xpomocome 2 unu 21. JIOoMUHAHTHBIN.
v’ Unmezpun-oedpuyumnas KMJ[
[Tpuunna - Hegoctatok nHTErpuHa anbda 7.
Tun nacnenoBanus - ['ed Ha 12 xpomocome. PerieccuBHBIM.
v' KMJ] ®ykysama
[Tpuumna — HemoctaTok ¢ykyTruHa
Tun nacnenoBanus — ['en Ha 9 XxpoMocome. PerieccuBHBIN.
V' Mbtuweuno-21a30-mo3206as 600e31b
[Tpuunna —Henocrarok POMGNT1 pykyTuHa unu GpyKyTHH-CBSI3aHHOTO POTEUHA
Tun nacnenoBanust — ['ensl Ha xpoMmocomax 1, 9mmu 19. PenieccuBHbIi.
v’ Cunopom Yokepa-Bapbypaa
[Tpuunna — Hemoctatok POMT1, POMT2, pykyTrrna nim GykyTHH-CBSI3aHHOTO ITPOTEUHA
Tun nacnenoBanus — ['ensr Ha xpomocomax 9, 14unu 19. PenieccuBHEIN.
V' KMJ] ¢ cundpomom pucudno2o no360HOUHUKA
ITpuunna — HenocraTok ceneHonporernHa N1

Tun nacnenoBanus —['en Ha xpomocome 1. PerieccuBHBIM.

Onucanne KIMHAYECKOI0 Ciay4yasi MaMeHTa ¢ Muoaucrpoduei Yabpuxa
Muoauctpoduss Yiappuxa — 3TO HAcIEICTBEHHOE HEPBHO-MBIIIEYHOE 3a00JIeBaHHE, KOTOPOE
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OTHOCHUTCS K TPYIIE BPOXKJACHHBIX MBIIICUYHBIX JUCTPOQUIT C MBIIIEYHOH CIIA0OCThIO, MHOKECTBEHHBIMHU
CUMMETPUYHBIMH  KOHTPAKTypaMH KPYMHBIX CYCTaBOB M  OTHOCHUTEIBHO CTAa0OWIBHBIM WM
nporpeccupytorum  TeueHueM  (CyxopykoB B. C., Xapmamor . A., 2010). INomymsunonnas
pacnpoctpaHeHHOCTh MuoauctTpodun Yibpuxa cocrasisier 0,13:100000 (Norwood F.L. et al, 2009).

3aboneBanne ACOIOTUPYET C POXKACHHS CHMITOMOKOMIUIEKCOM <BSJIBIM pPEOCHOK», IO3Ke
MOSIBIISIIOTCSL KOHTPAKTYPHI B TPOKCUMAIIBHBIX CYCTaBax, HO OCTAETCs BIpaKEHHAsI THTIEPMOOMIIEHOCTD B
muctanbHbIx cyctaBax (Voit T. 1998, Muntoni F. et al 2002)Taxke xapakTepHbl (HOJLIHKYISIPHBINA
THIIEPKEPATO3, KSJIOUIHBIC PYOIlbI, IIPAMbl B BHJIC «IIATUPOCHOIN Oymaru», BpOKICHHBIN BBIBUX Oenpa,
kudorudeckas  aedopManus — MO3BOHOYHHKA, PHUTHAHOCTh  mMo3BoHOYHHMKA. Co  BpeMeHeM
TUTIIEPMOOUITFHOCTD B IUCTANBHBIX CYCTaBaX CMEHSIETCS CTHOATEIbHBIMU KOHTPAKTypaMH MaJbIeB KUCTEH
Y pETPaKIMEl aXUIJIOBBIX CYXOXKHWIUH.

Mopdomornueckoii 0COOEHHOCTBHIO 3a00JICBaHUS SBISIETCS aTpOo(usi MBIIICYHBIX BOJIOKOH C
pacmupenueM W (GuOpo3oM DPHIOMH3HS, a TaKXKe pa3pacTaHHeM IKHpPOBOM TkaHW. [lpm
MMMYHOTHCTOXMMHYECKOM HCCIEAOBaHUM  BBIsABIsAeTcs nedekr komutareHa VI. B Ouoxumudeckom
aHaJM3¢ KPOBU CICIU(PHUCCKUX M3MCHEHHUI HE BBIABISICTCS, YpoBeHb KpeaTuHuHpochokuHazsl (KDOK)
HE3HAYMTENIbHO TOBBIMIACTCS MW MOXKET He MeHAThesA. [Ipu MPT wmbrim BeisiBisiercss ux nuddysHoe
nopaxkeHue. [IpoBereHHE MOJEKYISPHO-TEHETUYECKOTO HCCICIOBAHHS II03BOJIIET BBISBHTH JIOKYCHI
nopaxkenusi B xpomocome 21022.3,ren COL6ALl (komraren VI tuma, cyobenununa anbda 1), reH
COL6A2 (kommaren VI Tuma, cyosenununa ansda 2), B xpomocome 2937,reH COLBA3 (komtaren VI
THNa, CyobeauHuia anbda 3).

DTHOJIOTHYECKOTO JICYCHUS HE CYIIECTBYET. B HacTosiee BpeMs TOJIbKO HauWHAETCs pa3paboTka
MATOrCHETHYECKUX METOJIOB JICUSHHsI BPOXKICHHBIX MBIIICUHBIX nuctpoduii. B mocnemHue rojsl
TTOSIBUJIMCH COOOIIEHHUS O BO3MOKHOM JieueOHOM d(pdekTe MUKIoCoprHa A Yy OOJTBHBIX C BPOXIACHHBIMHU
MHUOIUCTPO(UIMH, CBSI3aHHBIMHE ¢ TTOBpekAcHHeM KoyutareHa VI tuma. ITo muenuro aBropos (Bernardi P.
et al, 2008),sToT mpenapar BIHSET HA MPOHUIIAEMOCTh MUTOXOHIPUAIBHBIX MEMOpaH, 3HAYHUTEIBHO,
CHIDKAass HMHTEHCUBHOCTH alloNTO3a MBIIICYHBIX BOJIOKOH. Ha mepBBld IUTAH B JICYCHHUE BBIXOMIST
HelpoMeTabonrueckas U SHEProTPOITHAS TePAINH, XUPYPTHUECKOE JICUCHHE KOHTPAKTYp, PU3NOTEepanus,

nedyeOHas GU3KYIbTYpa, KOPPEKIUS MUTAHUS, PECIUPATOPHAsl MOAIEPKKA C HOUHOM BEHTHIISLIUEH.

[Taruent C., 71eT mpoxoaust 00CIeI0BaHKE U JICUEHUE B HEBPOJOTUUeCKOM oTesieHnn Ne 2 bY3
BO «BopoHnexckas oOmactHas neTckas kiamHHuYeckass OonbHunia Nel» ¢ mmarHozom: Muooducmpodghus
Vavpuxa.

PeGenok moctynmi c¢ jkajmo0amMu Ha c1ab0OCTh W OTpaHWYCHUE AKTHUBHBIX JIBIDKEHUH B
KOHEUYHOCTSX, OBICTPYIO YTOMJISIEMOCTb, HAPYIIEHNUE TIOXOAKH, TPYTHOCTH MPHU TIOIBEME TI0 JICCTHHIIE, TTPH
BCTaBaHMH U3 ITOJ0KECHMS CHIS U JIe)Ka, YacThIe CIIOThIKAHHS, TaJCHHUS.

Hacnencreennocte He otsromieHa. [lepuHaTanbHbI aHamHe3 0e3 ocoOeHHOcTel. B mepuon

HOBOPOKACHHOCTU ObLIa BLIABJIEHA HaTadbHAs TpaBMa MICHHOTO OTACJIa TO3BOHOYHUKA C TApPC30M KHCTEeH
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u cron (muciaokanus C1-Co).

C poxnaenust y pebenka Habmomanach cinaboCcTb B KOHEUHOCTSX, AU((y3Has MbIIeYHas
TUTIOTOHMSI, TUIIEPMOOMIBHOCTh B JIYYE3aISICTHBIX M TOJEHOCTOMHBIX CycTaBax. B Bo3pacte 1 mecsia
JUArHOCTHPOBAH MPABOCTOPOHHUN BPOXICHHBIN BBIBHX Oellpa, HajoOXKeHa (PYHKIMOHATbHASI THUIICOBAS
noBsizka. K rojy cramm 3aMeTHbl KOHTPAaKTypbl B KPYIHBIX CyCTaBax, BBICTABIIEH TUArHo3. /lemckuti
yepedopanvHblil napaiuy, CnAcmudecKuti mempanapes ¢ npeobaadanuem 8 HudxdcHux koneunocmsx. llocne
npoBeeHus: GUOPOTOMUM B BO3pacTe 6 JIeT CTaJl 0U€BUJICH HU3KUI MBIIIEYHBIN TOHYC B KOHEYHOCTSIX.

[Ipu mocrynnenuu B cranuoHap oOpamany Ha ceOst BHUMaHUE (OJUTUKYISPHBIA THIIEPKEPaTO3
HaJ pa3ru0aTeIbHBIMI TOBEPXHOCTSMHU BEPXHHUX U HIDKHUX KOHEUHOCTEH, KEJIOUTHBIN pyOell Ha epeHei
MMOBEPXHOCTHU JIEBOTO Oenpa. B HeBpolormdeckom craTyce OTMEUANIOCh CHIDKEHHE 00bheMa aKTHBHBIX
JBKEHUM W CUJIBI B KOHEUHOCTSIX 110 3,5-4,00a110B, orpaHUYeHUE MACCUBHBIX JIB)KCHUM B KOJIEHHBIX H
JIOKTEBBIX CycTaBax, 0oJibllie cripaBa, nuddy3Has MbIIIICUHAss TUTTOTOHUS, TUTTOPEIICKCHS.

Oo0caenoBanue.

[Ipu npoBenenun uronpyaroil DMI' ObuIM BBISABICHBI MPH3HAKK YKOPOUYECHHUS JITUTEIHLHOCTH
noteHianoB asuratenbHbix equauil ([1JIE) ¢ moBeimenHbiM konuuecTBoM mnonudasubix T1JIE, uto
CBUJETEIBCTBYET O MUOAMCTPOPHUUECKOM XapaKTepe MOPaKCHHUS MBIIICYHBIX BOJIOKOH AMCTAIbHOW U
MIPOKCUMAaNIbHOM MYCKYJIaTypHl.

[Tpu mpoBeneHNH KOMIBIOTEPHONH TOMOTpaguu HUKHUX KOHEYHOCTEH OOHapy>KEHbl MPHU3HAKU
CUMMETPUYHBIX aTPOPUIECKUX U3MEHEHUH.

PeGeHok  OBIT  MPOKOHCYNBTUPOBAH B MEAMKO-TEHETHYECKOM  IIEHTPE, IOCTaBJICH
MPENOI0KHUTENbHBIN qUarHo3. Muooucmpogus Yavpuxa, IpOBEEHO TOTOIHUTENLHOE 00CIIE0BaHUE:

v\ 1aToJIOrO-THCTOJIOTHYECKOE HCCICIOBAHWE OWONTAaTa CKEJICTHON MBIMIIBI  BBIIBHIIO

KapTUHY YMEPEHHO BBIPAKEHHOM MBIIIEYHOU TUCTPOPUH;

v MMMYHOTHCTOXUMHUYECKOE 00ceoBaHue okazano aedekt komtarena VI.

Ha ocnoBanum mannbix Onomncuu mm. Quadriceps femorisocraBiien OKOHYATEIbHBINA TUATHO3:
Muooucmpodghus Ynvpuxa.

Takum 00pa3oM, TNpH BBISABICHUUM CHUMITOMOKOMIUIEKCA <BsUIBIA peOEHOK», HEeoOX0IuMOo
UCKJIIOYaTh MOpaXeHWEe MOTOPHOW €TUHMIIBI, BKIIOYash BCE €€ AJIEMEHTHI. OT MOTOPHOTO HEWpOHa [0
MBIIIEYHOTO BOJIOKHA, KoTopbie B 20 Yocitydae SIBISIOTCS MPUYMHON JaHHOTO cocTosius (Xapiaamos /.
A., 2010).IIpeobnaganre BBIPaXCHHOCTH KOHTPAKTyp HaJ CTEMbIO MBIIICUYHOW C1a00CTH W COYETaHHE
BBIPKEHHBIX KOHTPAKTYP B KPYIHBIX CYCTaBaX, C TUIIEPMOOMIBHOCTBIO B KUCTSX U CTOTIAX TAKXKE JTOJDKHO

BBI3bIBATH HACTOPOIKCHHOCTD 110 ITOBOAY nepnq)epnqeacoro XapaKTCpa KOHTPAKTYP U MapC30B.
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