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['eHeTYecKuil TUarHo3 onpeaesseT npuunny 3adoneBanusi. OH He ornpeensieT
peJesioB BOBMOXXHOCTeH uesiopeka. «Pusndeckas Tepanusi Ipyu reHeTUYeCcKuX
3a00J1eBaHUSX» — KJIMHUYECKUH YUYeOHUK JOKTOpa-y4€Horo Biagumupa
Mauterikoro o (pu3NYecKol Tepanvuy 1 MeJUIIMHCKON peaOuInTaIvy MarreHToB
C HaCJIeCTBEHHOI narosiorueil. B kuure paccMorpensl 36 3a00j1eBaHMiA B 1IECTH
YacTSAX: MBIIIEUHbIE TUCTPOGUH, O0JIE3HN HEPBHOM CUCTEMBI, TEHETUYECKHE
CUHAPOMBI, 3200JIEBaHUsI CKeJIETa M COEJUHUTEIbHON TKaH!, 00JIe3HH 0OMeHa
BelecTB.Kaxgas riaBa noctpoeHa no eJUHOMY IUIaHY U3 AECATH pa3/esioB:

OT T€HeTUYECKUX MTPUYMH Y KJIMHAYECKON KapTUHBI JI0 POTrPaMMBbl JIeueOHOM
(puBKyIBTYpBI, OPTE3UPOBAHUS, TPOTUBOIIOKA3aHUI U peKOMEHAAIi cembe. [l
CTYAEHTOB MEMIIMHCKUX KOJIJIE)KEN U By30B, Bpaue-peabuInuTosoros,
CMEMAIMCTOB MO (PU3NYECKOU Teparuu, HEBPOJIOTOB, OPTOIIE/IOB, MEAUATPOB U
reHeTUKOB./3jaH1e BBIXOOUT HA PYCCKOM, aHTJIMACKOM U apaOCKOM SI3bIKaXxX B
Hay4YHO-00pa3oBaTeIbHON cepuu «36.6 — 366 nHel B romy».

© Maenkuii B. B., 2026
© Astop, 2026
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ABTOpCKHe npaBa

duznyecKas Tepanus Npu reHeTHYeCKNX 3a001eBaHHAX

Hayuno-obpazosamenvhas cepusi «36.6 — 366 Oneli 6 200y», kaura 1

ABTOp: TOKTOp-Y4€Hbl1 Bragumup Maneukuit

© Manenknii B., 2026.

Bce npaBa 3aiuiieHsi.

[lepBoe uznanue. M3nanne Ha pycCKOM SI3bIKE.

VueOHMK BBIXOMT TaKXke HA apaOCKOM U aHTJIMICKOM SI3bIKAX.

N3narens: Bnanumup Maneukui.

DJIEKTPOHHOE U3JAHUE.

Bce npasa 3anumiensl. Hukakast yacTb HaCTOSIINIETO U3JAHUS HE MOKET ObITh BOCIIPOM3BE/ICHA,
pacrnpocTpaHeHa WM TiepefaHa B JiioOoi (hopMe U JOOBIMH CPEICTBAMHU, BKJIIOYAs pa3MelleHHe B
cetn MIHTepHeT, 6e3 mpeBapuTeIbHOTO MUCBMEHHOTO pa3pelieH s aBTOpa, 32 UCKIIOUYEHUEM CITy-
YaeB, MPeyCMOTPEHHBIX 3aKOHO/IaTeIbcTBOM Poccuiickoit desiepariny 06 aBTOPCKOM IpaBe.

Jlio60e HerrpaBoMepHOE UCTIONb30BaHKE MAaTEPUATIOB KHUTH, TIOTHOCTBIO MJIM YACTUYHO, BJICYET
OTBETCTBEHHOCTb, YCTAHOBJICHHYIO 3aKOHOAATEIbCTBOM.

MeaunuHCcKasi OroBOpPKa

Hacrosmuii yuyeOHUK TpeiHa3HauYeH ISk MEJUIIMHCKOTO 0Opa30BaHusI, HAyYHO-CIIPABOYHOM
padoThl 1 MPO(PeCCUOHATBHOTO PA3BUTHSI.

[IpencrapnenHas uHgopmalus He 3aMeHsIeT WHAWBUAYATIbHON KJIMHUYECKOW OIEHKH, MpO-
(eccronanbHOrO BpayeOHOro CyKISHUS U ASUCTBYIOIINX KIMHUYECKUX PEKOMEHIALIUH.

Mertonpl (pU3UYECKON Tepanvy U peadWIUTAIIIKA JOJKHBI TIONOUPAThCS C YIETOM JIMarHo3a
MAalMeHTa, ero KIMHUYECKOrO COCTOSTHUSA, (DYHKIIMOHAJIBHBIX BO3MOKHOCTEH, MPOTUBONOKA3aHUI U
VH/IMBU/IYaJIbHBIX TTOTPEOHOCTE.

MenuiMHCKYe 3HaHUS U KJIMHUYECKUe PeKOMEHIAlMU co BpeMeHeM MeHsotcs. [lepen mpu-
MEHEHHEM JTI0O0TO TUArHOCTUIECKOTO WU JISYeOHOTO MOIX0/a YUTATENISIM ClIeyeT O3HAKOMUTBCS C
aKTyaJIbHBIMU HAyYHBIMU JAHHBIMU, JEHCTBYIOUMMU KJIMHAYECKUMU PEKOMEHAUsIMU U Tpodec-
CHOHAJIbHBIMU CTaHJAPTAMHU.

ABTOp ¥ U3/1aTeN b HE TAPAHTUPYIOT JOCTHKEHUSI KOHKPETHBIX KIMHUYECKUX Pe3y/IbTaToB MpU
UCTIONIb30BAHUU METOJIOB, ONMCAHHBIX B HACTOSIIEM M3JaHuu. KilMHuYecKre pereHus 1 OTBeTCTBEH-
HOCTb 32 OKa3aHKe MOMOIIM MallueHTaM OCTAIOTCS 32 KBATM(UIIMPOBAHHBIMU MEAUIIUHCKUMU CIie-
LIMATUCTAMU.

CBenenus 00 n3JaHuu

Cepusi: 36.6 — 366 Oneii 6 200y

Kuura 1: ®usnueckas Tepanusi Npy reHeTUYeCKUX 3a00eBaHUsAX

S3BIK: pyccKuii

TI'on m3pganns: 2026

Baaoumup Maneyxuii | 36.6 — 366 Oneii 6 200y | Qusuueckas mepanus npu 2eHeMUUECKUX
3a001e6aHUSX
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AHHOTAaAIUSA

«Pusznyeckas Tepanus Npu reHeTUYEeCKUX 3a00JIeBaHUAX» — CIELUAIN3UPOBAHHbBIA MeH-
IIMHCKHI yYeOHUK JIOKTOpa-y4éHoro Biagummpa Masenikoro, mocBSIIEHHBIN COBPEMEHHBIM TO/IXO-
AaM K (PU3NYECKON Tepanuu, MeJUIMHCKOW peaduauTauu U (byHKIMOHAIbHOMY COIIPOBOXKAEHUIO
MALMEHTOB C HACJIEICTBEHHOM MATOJIOTHEN.

W3nanuie BXOAUT B aBTOPCKYIO HAy4YHO-00pa3oBaTelIbHyI0 cepuio «36.6 — 366 nHel B romy»,
00BeMHEHHYIO H/Ieell HeNPephIBHOM 3a00THI O 30POBbE YEIOBEKA, PA3BUTHS MEAMIIMHCKUX 3HAHUH
Y COBEPLLIEHCTBOBAHUS KIMHUYECKON PAKTUKH.

B ocHOBY yueOHMKa MM010KeHa KOHLIETIINS CUCTEMHOTO U3y4deHHsi 36 HaceACTBEHHBIX U TeHe-
THYECKHU OOYCJIOBJICHHBIX 3200JIeBaHU, OObeJUHEHHBIX B IIECTh TEMATUIECKHUX YaCTEH.

Kaxmas u3 36 r1aB nocBsiieHa OTaeIbHOMY 3a00JIEBaHMIO JIMOO IPYyIIIe POACTBEHHBIX TeHe-
THUYECKHMX 3a00JIEBaHUI U MOCTPOEHA MO €AMHOMY JeCATHPa3/IeIbHOMY aJITOPUTMY — OT TIOHUMa-
HUS FTEeHETUYECKUX MEXaHU3MOB U KJIMHUYECKUX MPOSIBJIEHUH 10 pa3paO0TKU MHAMBU/yaJIbHOM MTPO-
rpaMMbl (PU3AYECKOW Tepanuu, MPO(MUIAKTUKY OCJIOKHEHUN U PEKOMEHJAINI MAIIUEHTY.

['maBHast 0COOEHHOCTH YUeOHMKA 3aKJTI0YAETCS B COUETAHNN (PYyHAAMEHTAIBHBIX MEUIIMHCKHIX
3HaHUH U NPAKTUYECKUX MTPUHLIUIIOB PeaOMIMTAIIMOHHON padOThl.

3aboeBaHus paccMaTPUBAIOTCS HE TOJIBKO KaK TeHETHYECKUE TMarHO3bI, HO M C TOYKH 3PEHUsI
WX BIMSHUS Ha JIBIDKEHHE, MBIIIEYHYIO CHITY, KOOPAMHAIMIO, CAMOCTOSITENIBHOCTD, CIIOCOOHOCTh K
00y4eHHIO, COMAJIbHYIO aIaNTalIo U Ka4YeCTBO KU3HM.

CtpykTypa yueOHUKA

Yacrte I. HacireacreeHunie MbleyHbie 3a001eBaHUS

Ilepeag yacTp MOCBAIIEHA NATOJOTUAM, CONPOBOXAAIIUMCS IEPBUYHBIM IOPaXEHUEM
MBIIIEYHON TKaHH, MPOrPEeCCUPYIOIIE MBIIIEYHOH CIa00CThlo, KOHTPAKTypaMH M HapylIEHUSMU
JBUTATEIbHBIX (DYHKLIUN.

Paccmarpusatorcss mbleunsle guctpodun [iomeHHa u bekkepa, KOHEYHOCTHO-TIOSICHBIE
MblIlIeuHble auctpouu Dpbda-Porta, muieye-nonaTouHo-nuneBas MblieyHass auctpodus Jlan-
nys3u-Jlexepuna, Muotonndeckas aucrpodus IlrerHepra u MpleyHas aucrpodusa dmepu-Lpen-
(pyca.

Ocoboe BHUMaHUe YIeJAeTCsl COXPAHEHUIO IBUraTe/IbHOM aKTUBHOCTH, PALMOHAIbHOMY 103H-
POBaHMIO HArpy30K, MPO(PUIIAKTUKE KOHTPAKTYP, OPTONEINYECKOMY COITPOBOXKIEHHUIO U KOHTPOJIIO
CEpIEYHO-ABIXATEIBHBIX OCJIOKHEHHN.

Yacts I1. HacsiencTBeHHbIe 3a00JieBaHisI HEPBHOH CHCTEMbI

Bropas yacth paccMaTprBaeT HacJeACTBEHHbIE HEBPOJIOTMUYECKHE 3a00IeBaHus1, COIIPOBOX/1a-
I0IMECS NTOPAKEHUEM [IBUTATENIbHBIX HEWPOHOB, NEPU(EPUUECKUX HEPBOB, IIPOBOAAIINX MyTEU U
CTPYKTYP LIEHTPAJIbHOM HEPBHOU CUCTEMBI.

B Heé BKJIOYEHBI criuHANbHAS MblleuHass arpodusi, 6osne3nb Mlapko-Mapu-Tyta, Hacnen-
CTBEHHAs ClacTUYecKas naparuierus, arakcuss Ppuiperixa, aTakCUA-TENCAHTUIKTa3Us (CUHIPOM
Jlyu-Bap) u 60one3np ['eHTHHITOHA.

OcHoBHbIE HAITpaBJIEHU (PU3MYECKON TEPAITMM BKJIIOYAIOT NOAJEP/KaHNE IBUTATEIbHOM CaMo-
CTOATEJIBHOCTH, KOPPEKLMIO HAPYILIEHUHA MOXOAKU M PAaBHOBECHS, YMEHbIIEHUE (DYHKIIMOHATIBHBIX
MOCJIEICTBUMA CITACTUYHOCTH M aTaKCHUH, NTPENYIPEXICHAE NaJICHUH U aJalTalyio NalueHTa K Ipo-
I'PECCUPYIOILIM HEBPOJIOTMYECKMM OTPAHUYEHUSIM.

Yacrs III. I'eHeTHYecKne CHHAPOMBI
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TpeTbst YacTh MOCBSIIEHA TEHETUYECKUM CHHIPOMAM, TIPY KOTOPBIX HApPYIICHHs JBUTATENb-
HOT'O Pa3BUTHSI MOTYT COUETAThCSI C KOTHUTUBHBIMU, TIOBEICHYECKUMU, CEHCOPHBIMU U CUCTEMHBIMHU
MPOSIBJICHUSIMU.

Paccmarpusatorcs cunnpomsl [layna, Kybepa, Perra, Aurensmana, [Ipanepa-Bumm u cun-
JPOM JIOMKOU X-XpPOMOCOMBI.

Oco6oe 3HaueHMe MPUAAETCS paHHEMY BMEIaTe IbCTBY, (POPMUPOBAHUIO IBUTATETbHBIX HABBI-
KOB, TOAJEPKAHMI0 KOMMYHHKAIIMH, Pa3BUTHIO CAMOCTOSITEILHOCTH, OpPraHM3alu Oe30MacHOM
Cpenpl ¥ MeXIUCHUITMHAPHON MOMOIIY MAIlMeHTaM Pa3HbIX BO3PACTHBIX TPYIIIL.

Yacrto IV. HacieacrBeHHbBIE 3200/1€eBaHHs CKeJIeTa

UYeTBEpTas yacTh NOCBSIIEHA 3a00JIEBAHUSIM, COITPOBOKIAIOIIMMCS BPOKAEHHBIMU OCOOEHHO-
cTIMU (DOPMHUPOBAHMST KOCTHOW U XPSIIEBOW TKaHHU, Ae(opMalvsMy CKeeTa, HECTAOMIbHOCTHIO
CYCTaBOB M OPTONEAMYECKUMU OCTIOKHEHUSMH.

B He€ BKIIIOYEHB! aXOHAPOIUIA3MS, HECOBEPILIEHHBIN OCTeOreHe3, quacTpodudeckas AucIiia-
315, KAMIIOMEIMYecKas AUCIIa3us, cuHapoM JlapceHa u BpokAEHHAs! CIOHAWIO3NU(U3apHas Iuc-
TIa3usl.

PaccmarpuBatotest Ge3omacHasi ABUTaTeNIbHASL aKTUBHOCTD, TPO(UIIAKTHAKA MIEPEIOMOB U BTO-
PUYHBIX JehopMalIHii, OpTE3UPOBAHHUE, (DYHKIIMOHAIBHAS aIaNTAIMs] K OCOOEHHOCTH peadUIUTALIUH
NP TOBBIIIEHHON XPYMKOCTH KOCTEH MIJIM HeCTaOMIIBHOCTH TTO3BOHOYHHKA.

Yacrtes V. HaciencrBenHbie 3a001eBaHUS COEUHUTEIbHOH TKAaHU H MYJIbTHCHCTEM-
Hble CHH/IPOMBI

[Taras vacte 0ObenuHsIET 3a00I€BaHMSI, MTPU KOTOPHIX HApPYIIEHUS] COCAMHUTENIBHON TKaHHU,
MBIIIIEYHO-CKEJIETHON CUCTEMbl M BHYTPEHHHX OPraHOB TpeOyIoT 0COOOro Moaxojaa K Ha3HAUYEHMIO
(puznyeckux Harpy3ox.

PaccmarpuBatorcst cunapom Mapdana, cunapomsl iepca-annoca, muonarust beriema,
TyOEpO3HBI CKJIEpo3, HelpoduOpomMaro3 1-ro Tuna u 6one3ns Bunbcona-KoHoBasosa.

AKIEHT c/ie/laH Ha OLIeHKe WHVBUAYATbHBIX PHCKOB, MpeayNpekaeHIN TIOBPEKACHHI CyCTa-
BOB U MSTKMX TKaHEW, KApAHOJOTMIECKUX U HEBPOJIOTMUECKUX OCJIOKHEHHM, a TaKKe HAa COYETAHUU
JABUTATEILHOW PeabMIMTAIIN CO CIIEHMATM3MPOBAHHBIM MEIUITUHCKUM HAOMIOAEHEM.

Yacte VI. HacnencrBenHble 00j1e3HHM O0OMeHA BelleCcTB M JU30COMHbIe 00JI€3HH
HAKOIJIeHHS

3akJounTebHast 4acTh MOCBSIIEHa HACIEICTBEHHBIM META0OIMIECKUM U JIM30COMHBIM 3200-
JIEBaHUSIM, CTIOCOOHBIM TPUBOIUTH K MPOrPECCHPYIOIIEMY MOPAKEHUIO MBI, HEPBHOM CHCTEMBI,
CKeJIeTa M BHYTPEHHUX OPraHoB.

Paccmarpusatorcs 6onesns [lomre, cuagpom ['ypriepa, cunapom Xantepa, 6one3ns [orre,
MeTaxpoMaTrueckas jerkoaucTpodus u 6one3nbr Humanna-TTuka tuna C.

Ocoboe BHUMaHKe YIeaseTcsl COYeTaHUI0 COBPEMEHHBIX METOMOB CIEM(UIECKON TEpariu C
MEIUITUTHCKON peabuInTalel, CoXpaHeHUI0 (DyHKITMOHATBHON CAaMOCTOSITEIbHOCTH, TPO(PUTAKTHKE
IbIXaTeTbHBIX U OPTONEINYECKUX OCJIOKHEHUH ¥ TIO[/IEPKAHUI0 KAUeCTBa KU3HU MIPU PO PECCHUPY-
IOIIEM TeueHUH 3a00JIeBaHMSI.

EnunHbii aaroputM Kaxa0M 1J1aBbl

Kaxnas rmaBa yueOHMKa CTPYKTYpUpPOBaHa IO JAECATH TOCISA0BATEIbHBIM pa3/iesiaM:

Oomias xapakTepucTrKa 3a00IeBaHtsI — T'€HETHUECKHe MTPUIMHBI, TUI HACTIeAOBAHUS, MaTo-
reHe3, pacpoCTPaHEHHOCTh M OCHOBHBIE OCOOCHHOCTH 3a00JIeBaHHUS.

KnnHnueckas kapTMHa — XapaKTepHblEe CUMIITOMBI, BO3PACT MOSIBJIEHUS, (DyHKIMOHAIbHbIE
HapyUIIEHUs1 ¥ BO3MOXXHBIE OCJIO)KHEHHUS.

Lenn MeqUIIMHCKOW peaOMTUTAIIMY — OIpeIeieHNe UHANBUIYaJIbHBIX 33714, (PYHKIMOHATb-
HBIX IPUOPUTETOB U OXKUIAEMBIX PE3YJIbTATOB.
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JleueOHast (pU3KyIbTYpa — MPUHLIMIIBI TOCTPOSHHUS ABUTATEILHOW MPOrPaMMBI, TO3MPOBAHUE
Harpy3oK, pa3BUTHE U COXPAHEHUE IBUTATE/IbHbIX HABBIKOB.

Maccax u annapartHasi (pu3HOTEPANs — BO3MOKHbBIE CUMIITOMAaTUUECKUE METO/Ibl, X Orpa-
HUYEHUs1, 6e30MaCHOCTh U OIICHKA KJIMHUIECKOW 1eJIeCOOOPa3HOCTH.

Oproneauyeckas U (byHKIIMOHATIbHAS peadunTanmst — npogrIakTuKa JedopMaliii U KOoH-
TPAKTYp, UCHIOJIb30BAaHUE OPTE30B U TEXHUUECKUX CPEICTB, alalTal1s IOBCEIHEBHOM J€ATEIbHOCTH.

PeaGwutarysi mpu CUCTEMHBIX M COITYTCTBYIOIIMX HAPYIIEHUSIX — OCOOEHHOCTH COIPOBOX-
JEHWs IPU NOPAKEHUM CepALIa, IbIXaTeIbHOM, HEPBHOU U IPYTUX CUCTEM OpraHU3Ma.

[TpoTrBONOKa3aHMsA U OrPaHUYEHUs] — COCTOSIHUSI M KJIMHUYECKUE PUCKH, ONpPEAEIonye
HEOOXOIMMOCTh M3MEHEHUSI T BPEMEHHOTO TPEK pallleHn s peaOUIUTAMOHHBIX MEPOTTPUSTHA.

PexomeHaanum naimeHTy v poICTBEHHUKaM — OpraHu3alys JOMAalIHeld NOMOIIH, POgUIIaK-
THKa OCJIOKHEHWH, MOAIePKaHUe CAMOCTOSITEIbHOCTH U 00y4YeHue Oe30IacHOMY YXOAY.

3aKJII0YeHNe — OCHOBHBIE KJIMHUYECKHE U IIPAKTUYECKUE BBIBOIbI, ONPEIEIISIOIINE CTPATETHIO
peadbMIMTAIK TIPY KOHKPETHOM 3200JIeBaHHH.

Takas cTpyKTypa MO3BOJISIET MOCJIEJOBATEIbHO MEPEXOAUTh OT TEOPETUUECKOrO MOHMMAaHUS
3a00JIeBaHUS K MPAKTHUECKUM peIIeHUsIM, HEOOXOAUMBIM B TOBCEIHEBHOW padoTe MEAUIIMHCKOTO
CrIeLaJIICTa.

Me:x1yHapoaHblii 00pa3oBaTebHbI popmaTt

V4eOHUK MOATOTOBJIEH B TPEX SI3BIKOBBIX BEPCHUSX: apaOCKOM, aHTIIMHACKON U PYCCKOM.
ApaOckasi, aHIJIUICKas U pycCKasi BepCUU HATpaBJIeHbI HA pacIiipeHue TOCTYMTHOCTH Mpodec-
CHOHAJIPHBIX 3HAHWI Y MCIOJIb30BaHKUE STUHON 00pa30BaTeIbHON KOHIICTIIIUY B Pa3HBIX CTpaHaXx.

JJ1s1 KOro nmpeiHa3HavYeH yueOHUK

W3nanne pekoMeHIyeTcsl B KayecTBe y4eOHOW M CHPABOYHOW JIUTEPATyphl [UISl CTYAEHTOB
MEIUIMHCKUX YUWIUII U KOJUISJKEH, CTYICHTOB BBICIIUX MEIUIIMHCKUX YYeOHBIX 3aBEICHHN, CIie-
[IUAJIMCTOB MO (PU3UYECKON Teparuy U METUIIMHCKON peabuINTaIH.

VueOHMK Takke MPEeICTaBIIsIeT MPAKTUIECKUI UHTepeC il Bpauel-peaObuIuToI0roB, HeBpo-
JIOTOB, OPTOIEJOB, MEIUaTPOB, MEJAUIIMHCKUX T€HETUKOB, (PU3UOTEPANIEBTOB U JPYIUX ClELUAJIM-
CTOB, YYaCTBYIOIIMX B KOMIUIEKCHOM COIPOBOX/ICHUH MALIIEHTOB C HACJIEACTBEHHBIMU 3a00JIeBaHHU-
SIMU.

Matepuan MOXKET HCIOJIB30BaThCSA MPU CAMOCTOSATENBHOM IMPO(ECCHOHAIBHOM O00Yy4YeHHH,
TMOJITOTOBKE TEMAaTUYECKUX 3aHATUM, pa30ope KJIMHUYECKUX CIIyyaeB M TUIAHWPOBAHUM WHIVBUIY-
QJIBHBIX PEAOMIIUTAIIIOHHBIX TIPOrPAMM.

Konnenmust n3aanus

36.6 — 3T0 He TOJIbKO Ha3BaHWE MEIMLIMHCKOM CepUr. DTO CUMBOJI HETIPEPBIBHOCTH MEULIH-
CKOT'0 3HaHUS M 3200THI O YeJIOBEKe Ha MPOTshkeHNH Beex 366 auen roma. Cepust «36.6 — 366 nHei
B TOIy» — 3TO KJIMHUYECKOe KPeJlo: CUMBOJI TEMIIEPaTyphl 3J0POBOTO Tejia U YMCIIO JIHEH B TOy,
00beMHEHHBIC B OTHOM Ha3BaHWH, HAIIOMHUHAIOT, YTO 3200Ta O 3/I0pOBbE — 3TO eKeTHeBHAsI paboTa,
a He pa3oBBIN KypC.

B LHCHTPE BHUMAaHUA y‘l€6HI/IKa HaxXOoOUTCA IMMAaTUEHT — HE TOJIBKO €0 JUarHo3, HO U €ro CI10-
COOHOCTB JIBUTaThCsl, OOIIATLCS, YUUThCA, pabOTaTh U COXPAHATH MAKCUMAIBHO BO3MOKHYIO CaMO-
CTOSITEJTLHOCTb.
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[eneTryeckuii IuarHo3 onpenessieT NpUUMHY 3a0oneBaHus. MeauHCKas peaOrTamus
TIOMOTaeT OIPE/IEIUTh BO3MOKHOCTH YEJIOBEKA.

MMeHHO 3TOMY NpUHIMIY IOCBAIIEHA KHUIa OKTOpa-yd4€Horo Biaammmpa Manenkoro
«Pusnyeckas Tepanus Mpu reHeTHUECKHUX 3a00IeBaHUSIX» .

ITouemy 3Ta KHHUra — COObITHE

[NepBoe. D10 yueOHUK, B KOTOPOM reHETHKA U (PU3UYECKast Teparus pacCMaTpUBAIOTCS HE KaK
napaJulesibHble IMCUUIUTMHEL, @ KaK eIMHast KJIIMHUYecKas Joruka. ['eHeTrnueckue 3a0oneBanus repe-
CTalOT OBITh «IIPUTOBOPOM» — OHU CTAHOBSTCS] TOUKOU MPUJIOKEHUS peaOMIUTAIIMOHHBIX TEXHOJIO-
THil.

Bropoe. Knura HamucaHa BpauoM-y4E€HBIM, UMEIOIIUM COJUIHBIA MEXYHAPOIHBIA OIBIT
padoTHI C MAIeHTaMU C TeHETUIECKUMU 3a00JIeBAaHUSIMHU. 32 KaXI0H IIIaBOM — KJIMHIUYECKUH OTIBIT,
3HaHUE JOKA3aTeJbHOW 0a3bl M TOHUMAaHKE TOTO, YTO pealbHO padoTaeT B KaOMHETe, a YTO OCTaETCs
JIMIIb TEOPUEN.

Tpetbe. Cepust «36.6 — 366 nHel B rogy» — 310 punocodus, B ICHTPEe KOTOPOH CTOMT TaIy-
€HT, a He AuarHo3. 36 Hozosorui, 366 qHEi B Toy, TeMIlepaTypa 3J0pOBOro Tejla — TPU 3HAUEHU S,
KOTOpbIE HAIIOMHHAIOT: peabWIMTaIMs COTTPOBOXIAET YeJOBeKa Ha MPOTSHKEHUH BCEro Tofa, a He
TOJIBKO B MEPHUONL JieueHUs. KHUra yuuT CUCTEMHOCTH, TEPIICHUIO M YBAKEHUIO K BHKEHHIO.

UYetBéproe. TpEXbA3BIYHOE M3AHUE — 3TO MOCT MEKAY MEIUIIMHCKUMHU MIKojiaMu. Apad-
CKUH, aHITIMICKUN U PYCCKUI SI3bIKM OXBATBIBAIOT PETMOHBI C Pa3HBIMU CUCTEMaMU 3[IpaBOOXPaHe-
HUsA, HO ¢ 00Ield poOIeMoid: HacieJCTBEHHbIe 3a00JIeBaHus TPEOYIOT peaduIUTaIiK, a TPOPHITH-
HBIX CIIEIMATIICTOB, YMEIOIUX €€ IPOBOAUTh, HEJOCTATOYHO.

Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas mepanusi npu 2eHeMUUECKUX
3ab01e6aHUAX
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B. Manenxuit. «PU3NYECKAS TEPAIINA ITPU TEHETUYECKINX 3ABOJIEBAHUAX»

I'naa 1. Mbuueunasi qucrpodus /{ronmeHHa

Yacme 1. Hacreocmeernvie mblueurvle 3a001e6aHUS
Mpbimeunas quctpodus dromenna (Duchenne Muscular Dystrophy (DMD) )

1. O6mas xapakTepucTUKa 3a00JieBaHus

Meimeunast guctpodust [domeHHa — TSKEToe HACleICTBEHHOE HEPBHO-MBIITIeYHOe 3a0071e-
BaHME, XapaKTepU3yIoIeecs: MPOrpecCcHpylomieil ciadboCThio U AeTeHepalyiell CKeIETHBIX MBIIII, a
TaKkKe MOpakeHNEeM CepIeUHON U AbIXaTeIbHON MYCKYJIATyPHl.

[MpuumHO# 3a0071€BaHUsI ABJISIIOTCS TATOTeHHBIe U3MeHeHus TeHa DMD, pacriosnioxeHHOro Ha
X-xpoMocoMe. DTOT TeH OTBevaeT 3a oOpa3oBaHue Oenka aucTpoduHa, 00eCTIeunBaIOIero YCTOM-
YMBOCTh MEMOPaH MBIIIIEYHBIX KJIETOK. [Ipy ero OTCyTCTBUM WJIM BBIPAKEHHOM Jie(DUIUTE MBIIICU-
HbIE BOJIOKHA TIOBPEK/IAI0TCSI BO BPEMSsI COKPAILIEHUI 1 TIOCTENIEHHO 3aMEeIAloTCsl )KUPOBOH U COeTU-
HUTEJILHOU TKAHBIO.

3aboneBaHre BCTpEYaeTcsl MPEUMMYIIECTBEHHO Y MaJIbUMKOB: YacTOTa COCTABJISIET MPUOIU-
sutenbHO 1 cnyvaid Ha 3500-5000 HOBOPOXAEHHBIX MajbuMKOB (B cpegHem ~1:5000). V neso-
YeK-HOCUTEJIbHUIL MyTaliuu B reHe DMD B penkux ciydasix Tak:ke MOTyT HaOMIOAaThCsl MbIILIeUHast
cJ1abOCTh ¥ IPU3HAKK BOBJIeUeHUs1 cepania. [lepBrie mpu3HaKy OOBIYHO TIOSIBJISIIOTCS B BO3pacTe 2—5
net. HecMOTpst Ha Mporpeccupyomui XapakTep narojoruu, CBOeBpeMEHHOE JieueHHe U KOMILIEKC-
Hasl peaOWIMTaIMsl TIO3BOJISIIOT JIONbINE COXPAHSTh (DYHKITMOHAIbHBIE BO3MOKHOCTH TMAIMEHTOB.

2. Kimanyeckasi KapTHHA

Pannue MMPOABJICHUA BKJIIOYAIOT 3aJCPKKY MOTOPHOI'O Pa3BUTHUA, 3aTPyOIHCHUA IIpU 6ere,
IMPBIKKAX U MoabEME MO JIECTHULIE. Pe6EHOK yacTo nagacTt, UCTIBITBIBACT CJIO)KHOCTH IPU BCTABAHUN
C I10J1a.

XapaKTepeH CHUMIITOM FOBCpCﬁC NangueHT NMOAHUMACTCH, IMOCIIENOBATEIIbHO OIINPAACh PYKAMU
Ha COOCTBEHHBIE HOIHU. Ha6n10aa10Tc;1 HCCBHOFI/IHeprO(i)I/IH HUKPOHOKXHBIX MBIIIIII, ¢1a00CTh TA30BOI0
MosACa, XapaKTEpHad NepeBaIMBAOIIAACH ITOXOAKA.

ITo MEpPE MPOrpeCCUpPOBAHN A BOSHUKAIOT KOHTPAKTYPbI CYCTABOB, HAPYIIEHWU A OCAHKU, CKOJINO3
" yTpara CaMOCTOSITEILHON XO)_IL6I>I. ITo3nnee BO3paCTacT pUCK HLIX&TCHBHOﬁ HEOOCTATOYHOCTU U
HHHaTaHHOHHOfI KapAuOMHOIIATUH.

HI/IaFHO3 NOATBEPKAACTCA MOJICKYJIAPHO-TEHCTUICCKUM HCCIICIOBAHUEM. B KpOBU OOBIYHO
SHAYUTCJIbHO MMOBLIICHA dKTUBHOCTb KPEATUHKHWHA3BI.

3. lesn MeUIMHCKON peadonJuTaIumn

I'maBHast 3amaya peabMIIMTAMM — MaKCUMAJIBHO JIOJITO COXPaHATh MMeloIuecs: (pyHKIHO-
HaJIbHbIE BOZMOKHOCTH 6€3 IOTIOJTHUTEIBHOTO TIOBPEK/ICHM ST MBIIIILI.

OCHOBHBIE HampaBJ/ieHUs1 BKJIIOYAIOT MPOMUIAKTUKY KOHTPAKTYp, COXpPAHEHUE aMILIATY.bI
JABUXEHUH, MOAJEPKaHME CAMOCTOSITENILBHOCTH, NpeayNpexXaeHIe OPTONEeJUUECKUX OCIOKHEHUN U
aJlaNTalyio MayeHTa K MOBCEAHEBHON KU3HMU.

[TporpaMma mOKHA YYUTBHIBATH BO3PACT, CTAJHIO 3a00JIEBaHUs, JBUTATENIbHYI0 aKTUBHOCTD,
COCTOSIHUE CepIEYHO-COCYIUCTON U IbIXaTeJIbHON CUCTEM.
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B. Manenxuit. «PU3NYECKAS TEPAIINA ITPU TEHETUYECKINX 3ABOJIEBAHUAX»

4. Jleueonas pusKyIbTYpa

JleueOHast (pUBKyIbTYpa SIBJISETCS OCHOBHBIM METOIOM ABUTATEIbHOW peadMIMTALIMM TIPH
0one3uu JljomeHHa.

VCII0BHO BBIIGNSIIOT TPY CTAIMK: paHHsIs aMOy/aTOpHast (CaMOCTOSITENIbHAS XOAb0a, COXpaHHasI
(byHKIIMSI BEpXHUX KOHEYHOCTEH), MO3AHsA aMOyaTopHast (Xxoap0a ¢ MOAJeP:KKOW MITM OrpaHrYeH-
Hasi, HapacTalolIye KOHTPAKTYpbl) U HeaMOyaTopHasi (Tlepe/IBUKeHUE B KPecie-KOJsCKe). 3aJauu 1
nosupoBanue JIOK paznuyaiorcs Ha Kaxa0i CTa/Iuu.

Ha panHux craausx peKOMEeHIyIOTCs yMEpEeHHbIe a39pOOHBIe YIPaKHEHH S, MSATKHIE aKTHBHBIE
Y aKTUBHO-aCCUCTMPOBAaHHbBIE NBIKeHMs. [101e3Hbl yIpaKHEHUsI B BOJE MPH YCIOBUHU CTAOMIIBHOTO
COCTOSIHMSI MTALIUEHTA.

Ocoboe BHUMaHKe YeseTCs] COXPAHEHHIO MOABMKHOCTU TOJIEHOCTOIHBIX, KOJIEHHBIX U Ta30-
OepeHHBIX CYCTABOB.

PactsikeHne yKOpOUSHHBIX MBI BBHIMOHSIETCS MEJIEHHO, 0e3 001 1 Ype3MEPHOTO YCHITHS.
ITponomKMTENbHOCTh M UHTEHCUBHOCTD 3aHATHI ONPEesISIIOTCsl MHIMBUAYAJIbHO.

Kateropuuecku He pekOMeHyeTcsl TPEHHPOBaTh MAlMEHTa O MbIILIEYHOro orkasza. Cienyer
n30eraTb BHICOKOMHTEHCUBHBIX CHJIOBBIX HATPY30K, MPBIKKOB, YIIPAKHEHUH C BHIPaKEHHBIM SKCIICH-
TPUYECKUM KOMIIOHEHTOM M YPE3MEPHOIO CONPOTUBIIEHUS.

[NosiBnenve 6011, MPOIOIKUTETIHHOTO YTOMIICHU ST UTH YXYIIIEHHS] IBUTATEIbHBIX BO3MOKHO-
CTel TocJie 3aHATHI TpeOyeT YMEHBIeHUsI Harpy3KU 1 IOBTOPHOM OIIEHKU COCTOSTHHUS.

5. Maccax u annapatHas (pu3norepanusi

Maccax MOXeT MPUMEHSThCSI KaK BCIIOMOTraTesibHasl Tpolieypa UIsl yIydlneHus: kKoMgopra
MAlMEeHTa, YMEHBIIEHUSI CyObEKTUBHOTO MBIIIIEYHOTO HANPSKEHUSI M OOJIerYeH s yXo/a.

[IpeanovtuTenbHbl MATKHE MOBEPXHOCTHBIE TEXHUKH. [TIyOOKOe pa3sMHUHAHHWE, UHTEHCUBHAS
BUOparus 1 OOJIe3HEHHOE BO3JICHCTBIE HA OCIA0JICHHBIE MBIIIIIH HeXKelaTe IbHbI.

Heo6xonumo nmoHuMarh, 4TO Maccak He BOCCTAHABIMBAET AUCTPO(UH U HE MPeaoTBpaIiaeT
pa3pylIeHre MBIIIEYHBIX BOJIOKOH.

AnexkrpoctumyJsiiivs (TENS u NMES), TepaneBruueckuil yibTpa3ByK, MH(ppaKpacHas Tepa-
NSl 1 MarHUTHasI Tepanusi He UMEI0T YOeIUTEIbHBIX JOKa3aTeIbCTB CIOCOOHOCTH 3aMeUISITh MPo-
rpeccrpoBanue 6ose3nu Jomenna. TENS Moxer paccMaTpuBaThest AJ1s1 OTACTBHBIX 33/1a4 00e300-
JIMBaHUs1, HO HE Kak JieueHue camoi nucrtpoduu. Pyrunnoe npumenennie NMES s ykperuienus
MOPaKEHHBIX MBIIIII HE pEKOMEH TyeTCsT Oe3 CrielMaTn3upOBAaHHON OIICHKH.

OcHOBY peaOWJIMTAIIMM JOJKHBI COCTABIIATH JIeUeOHbIE IBHKEHUSI, TPO(PIIIAKTAKA KOHTPAK-
TYp, OpTOIieuecKast MOAAEPKKA U JIBIXaTeIbHOE COMPOBOKICHHUE.

6. Oproneauueckasi peaduJanTANMS

[Tpu mporpeccupoBanu 3a00€BaHUsI BOSHUKAIOT MBIIICUHbIE TUCOAIAHCHl U OTPaHUYCHUS
TIOIBUKHOCTH CYCTaBOB.

[To vHAMBHAYaTbHBIM TIOKA3aHUSM HA3HAYAIOTCS OPTE3bl TOJIEHOCTOITHBIX CYCTABOB, B TOM
YUCJIE JI1 HOYHOT'O UCIIOJIb30BaHUA. Baxusl MMpaBUJIbHOEC INO3ULITUOHUPOBAHUEC KOHEYHOCTEN U pery-
JISIpHAst OIIEHKA COCTOSTHHS TIO3BOHOYHUKA.

[Nocne yTparsl caMOCTOSITENBHOM XOObOBI HEOOXOOMMO OOECHeYUTh MaleHTa MOIXOASIIIIM
KPEeCJIOM-KOJISICKOM, TIO[JIEPKKON TYJIOBHUIIA U YCTPOUCTBAMH J1si OE30MACHOTO TIepeMEeICHH .
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B. Manenxuit. «PU3NYECKAS TEPAIINA ITPU TEHETUYECKINX 3ABOJIEBAHUAX»

Oco06oe BHUMaHUe yenseTcs: MPogIaKTHKe TaJJeHUH U TIEpeIoMOB. Y TAIMEeHTOB, TIOTyJalo-
MUX OJIATEJIbHYIO ITTIOKOKOPTUKOCTEPOUAHYIO TEPAITUIO, MOBLIIACTCA PUCK CHUIKCHU A MI/IHepa)IbHOI;'I
TJIOTHOCTH KOCTEH.

7. ApIxaTeabHasi peadnjauTainus

IMo Mepe ocnadneHus AbIXaTeabHbIX MBI CHIKAIOTCS (P(HEKTUBHOCTD KAIIIsl U CIIOCOOHOCTh
o0ecneunBaTh JOCTATOUHYIO BEHTUIISIIIUIO JIETKHX.

Bo3morkHbI 3aeprkKa OPOHXMATBHOTO CEKpeTa, HOYHAs TMTIOBEHTHISLINS U TIOBTOPHBIE PECIIU-
paropHbie UH(EKIUH.

[NarmeHTam HEOOXOIUMO peryisipHoe oOcieJoBaHue JIbIxaTeTbHoN (hyHKIMU. [To mokazaHusm
MIPUMEHSIIOTCSI METO/Ibl ACCUCTHPOBAHHOIO KAllUIsSl ¥ HEMHBA3WBHAS BEHTUJISALMSA JIETKUX.

JlpIxatesipHass peaOyuTarysi pOBOIUTCS COBMECTHO C ITYJIBMOHOJIOTOM U CTIEIIAIMCTAMHU T10
HEPBHO-MBIIICYHBIM 3200/I€BAHHUSIM.

8. HpOTI/IBOHOKa3aHI/IH H OrpaHn4eHuA

[Tpu rutaHMpoBaHUM MPOIEAYP HEOOXOIUMO YUUTHIBATH MPOrPECCHPYIOIIYIO MBIIIEYHYIO Clla-
60CTh, KapAMOMHUONATHIO, CHIKEHUE MPOYHOCTH KOCTEH U BO3MOKHBIE [IbIXaTeJIbHbIC HAPYIICHHUS.
Oco06oro BHUMaHUs TPEOYIOT MAIUEHTHI CO CHUKEHHOW MUHEPATIBHOM IJIOTHOCTHIO KOCTHOW TKaHU U
CJ1a00CTBIO ABIXATEIbHOM MYCKYJIaTyphl, TOCKOJIBKY J1a)ke OTHOCUTEILHO HEOOJIbIIIasi TPABMA MOXKET
MIPUBECTH K MEPEsioMy, a upe3MepHasi (pu3nuecKasi Harpy3Ka — YCHUJIUTD AbIXaTeIbHOE YTOMIICHHE.

Crnenyer u3derarh:

VIHTEeHCHBHBIX CUJIOBBIX TPEHUPOBOK M YIIPAXKHEHUN 10 UCTOIICHUSI.

ATpeccrBHOTO pacTsSKEHHS MBIIIIL U CYCTaBOB.

BrICOKOYTapHbIX yIpaKHEHU! C TIOBBIIICHHBIM PUCKOM Ta/ICHHUSI.

['my6okoro 6o1e3HeHHOTo Maccaxa OcIabIeHHBIX MBIIIIL.

®dusnyecKkux HAarpy30K TMpH OCTPOM HH(EKLUH, JHUXOpagKe WM HECTaOMJIBHOM Ccep-
JEYHO-JIETOYHOM COCTOSIHUU.

PyTuHHOTO MCONb30BaHMS alNapaTHBIX Mpoleayp 6e3 000CHOBAaHHBIX TIOKa3aHUH.

[Tpu nosiBieHNM BIPaXKEHHOW OJBIIIKY, 00U B TPY/IH, TOIOBOKPYKEHHSI MUTH PE3KOH C1aboCTH
3aHATHE TPEKPAIIAIOT U IPOBOIAT MEAUIMHCKYIO OIICHKY.

9. PekomeHJa1iuy PO ICTBEHHUKAM

CeMbs UrpaeT KJII0UYEBYIO POJIb B TOJJIEPKAHUM ABUTaTeIbHOM AKTUBHOCTU M KAYE€CTBA KU3HU
MalyeHTa.

Poaureneit 0Oyuaior 6€30MacHOMY BBITIOJHEHHUIO JIOMAITHUX YIPaKHEHWUH, MMO3UIIMOHIPOBA-
HUI0 KOHEYHOCTE!, UCIIOIb30BaHUIO OPTE30B U MPO(PUIIAKTUKE MaICHUN.

BaxHo He 3acTaBisATh peOEHKA BBIIOMHSATH YIIPAKHEHHS yepe3 00Jb WM BBIPAKEHHYIO yCTa-
JIOCTb.

Mo mepe nporpeccupoBanus 3a001€BaHU HEOOXOAMMO aIANITUPOBATh JKUJIOE MPOCTPAHCTBO,
obecnieunBaTh JOCTYITHOCTh 00y4eHHsI, OOIEHHUsI U TIOBCETHEBHON aKTUBHOCTH.

[Ncuxonornueckast HoaIepKKa MareHTa u ero poACTBEHHUKOB JJOJIKHA COMPOBOXKIATh peadu-
JIMTAIMIO Ha BCEX CTaUAX 3a00JIeBaHus.
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B. Manenxuit. «PU3NYECKAS TEPAIINA ITPU TEHETUYECKINX 3ABOJIEBAHUAX»

10. 3akiaouenue

Mpimneynast quctpodusi JomenHa TpedyeT KOMIUIEKCHOTO MEXAUCIMIUTMHAPHOTO BEACHHUS C
y4JacTreM HEeBpOJIora, peabuIuTolora, Kaparuoora, MmyJIbMOHOJIOTa, OPTONeAa U APYruX Crelyaii-
CTOB.

CoBpeMeHHOE JieueHHe MOXKET BKJIIOYATh IJIIOKOKOPTUKOCTEPOUABI M OTHIENIbHBIE MYTalld-
OHHO-CHIeU(pUIECKUEe METOIBI TePAITK Y MAlMEHTOB, COOTBETCTBYIONIMX YCTAHOBJIEHHBIM ITOKAa3a-
HUSIM.

MenuimHCKas: peabuInTalis He YCTPaHsIeT FeHEeTHUECKM 1epeKT, OIHAKO TTOMOraeT coxpa-
HAThH JBUTATEJIbHBIC (DYHKIMH, TIPEAOTBpAIaTh BTOPUYHBIC OCJIOKHEHHUS W TMOJJICPKUBATh MAKCH-
MaJIBHO BO3MOKHYIO CAMOCTOSITEJIBHOCTb.

OCHOBHOU MPUHITUTT pa0OTHI peaduInTOoNIora IMpu 0oste3Hn J{IoIeHHa — COXpaHSTh IBUKEHHE,
HE JIOMyCKasi Meperpy3ku OciadIeHHBIX MBbIIIIII.

Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas mepanusi npu 2eHeMUUECKUX
3ab01e6aHUAX
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B. Manenxuit. «PU3NYECKAS TEPAIINA ITPU TEHETUYECKINX 3ABOJIEBAHUAX»

I'naBa 2. Mbimeuynasi aucrpodgusa bekkepa

Yacme 1. Hacreocmeernvie mblueurvle 3a001e6aHUS
Mbimeunas quctpodus bekkepa (Becker Muscular Dystrophy (BMD) )

1. O6mas xapakTepucTUKa 3a00JieBaHus

Mpeimreunas auctpodus bekkepa — HaciieICTBEHHOE HEPBHO-MBIIIIEUHOE 3a00JIeBaHUE, XapaK-
Tepu3yIolleecs: porpeccupyioniel c1adocTbio IPEMMYIIECTBEHHO MPOKCMMAJBHBIX I'PYIIT CKeJIeT-
HBIX MBIIIL] ¥ BO3MOXHBIM ITOPaKEHUEM CEPACYHON MBbIIILIBL.

3aboreBaHue CBSI3aHO C MATOreHHBIMHU BapuaHTamu reHa DMD, pacrionoxkenHoro Ha X-Xpo-
MocoMe. B omnume ot mbieyHou aucrpoduu HomenHa (cM. yacts I rmaBy 1), npu koTopoit (pyHK-
[MOHAJIBHBIA AUCTPO(HH MPAKTHYECKU OTCYTCTBYET, TIpH OoJie3HN Bekkepa OOBIYHO COXpaHseTcst
YacTU4YHAsI BHIPaOOTKA M3MEHEHHOTO WM YKOPOUYEHHOTO OeNKa, I03TOMY 3a00JIeBaHue B OOJIBIIIH-
CTBE CJIy4aeB Iporpeccupyer MemyieHHee. OQHAKO BBIPAKEHHOCTb KJIMHUYECKUX MPOSBIECHUN 3HA-
YUTEJIBHO PA3INYAeTCs: OT YMEPEHHOH MBIIIEYHO! CIa00CTH [0 TSOKENBIX IBUTATEIbHBIX OrpaHude-
HUIA ¥ KapIMOMMOIIATUH.

[Natonorust BcrpeyaeTcsl MPEUMYIIECTBEHHO Y MYXKUYMH. Y HEKOTOPbIX JKEHIIWH, HOCUTEb-
HMII IATOTeHHbIX BapuaHTOB reHa DMD, Take BO3MOXHBI MBILLIEYHbIE U CEpIEYHbIE ITPOSBICHHUS.
Yacrora MbimeyHo# quctpodun bekkepa cocraBnser npudimmusuTensHo 1 crydait Ha 18 000-19 000
HOBOPOKAEHHBIX MATBUMKOB (110 pa3HbIM otleHKaM — oT 1:18 450 o 1:19 000). 3aboneBanue BcTpe-
YaeTcsl 3HAUMTENIbHO peske 0ose3Hu [jomeHHa.

2. Kimanyeckasi KapTHHA

IlepBble CUMNTOMBI MOTYT MOSIBJIATHCS B AETCKOM, MOAPOCTKOBOM HJIM B3pPOCJIOM BO3pAcTe.

Haubonee xapakTepHsl 3aTpyaHeHus Ipy Oere, MoAbEME 10 JIECTHUIIE, BCTABAHUU U3 M10JI0Ke-
Hus cus. [ocrenenHo opMupyercst c1abocTh MBI TA30BOTO Mosica 1 6&nep.

VY naumeHToB MOryT HaOJMIOAAThCs MCEBAOTMNEPTPO(USA NKPOHOKHBIX MBIIIL, TIEpEeBaIMBaIO-
11asics NOXOKa, CUMITOM ['oBepca, MblleyHble O0IM U MOBBIILIEHHAS YTOMJISEMOCTb.

Co BpeMeHeM BO3MOKHBI KOHTPAKTYPbI CYCTAaBOB, HAPYIIEHUsI OCAHKH M CHIKEHUE CITIOCOOHO-
CTH K CaMOCTOAITEJIbHOM XO/b0e.

Basxnoi#t ocobeHHOCTBIO O0e3Hn bekkepa sIBisieTcs BO3MOKHOCTh 3HAYMTEIbHOTO IOPaKEHH ST
MHOKap/ia J1ae [Py OTHOCUTEIBHO COXPAaHHOM MBILIEYHOW cuJjie. Y OTIENIbHBIX MAMEHTOB Kapauo-
MHOMNATUS CTAHOBUTCS BeJYILIMM KIMHUUYECKUM IPOSIBJICHUEM.

JlnarHo3 noaTBepkaaeTcss MOJIEKY/ISIPHO-TEHETUYECKUM UCCIIeI0BaHueM. AKTHBHOCTb Kpea-
TUHKMHA3B! OOBIYHO MOBBIIIECHA.

3. lean MeUIMHCKON peadnJuTaIumn

OcHoBHasl 3aada peadWIMTalMM — TOAJepXkaHue (PYHKIMOHAJBHOW CaMOCTOSTEIbHOCTH
NalMEeHTa IPYU MUHUMAJIbHOM PHUCKE JOMOJHUTEIBHOTO MBIIIEYHOTO OBPEXKIEHUS.

PeaOwutaiionHas nporpaMma HaripapjieHa Ha COXpaHEHUe MOIBMKHOCTH CYCTaBOB, POpu-
JIAKTUKY KOHTPAKTYP, NOL/IEPKAaHNUE JOCTYITHOM MBIIIEYHON aKTUBHOCTH, YIy4llIEHHE PaBHOBECUS U
npeaynpexIeHue najeHui.

B omymume ot 6omee TAKENBIX (popM AUCTPOPUHONATHI, MHOTHE ALMEHTHI ¢ O0Je3Hbl0 bek-
Kepa CIIOCOOHBI JUTUTENIBHO COXPAHATh CAMOCTOSITENIBHYIO XOIBOY.
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B. Manenxuit. «PU3NYECKAS TEPAIINA ITPU TEHETUYECKINX 3ABOJIEBAHUAX»

[TosTomMy BakHOEe MECTO 3aHMMAIOT aJIalITUPOBaHHAs (pU3MYECKasT aKTUBHOCTH, MPOgeCcCcro-
HaJIbHAA U ObITOBAA HE3aBUCUMOCTb.
[Nepen Ha3HAYEHMEM HArpy3KHM HEOOXOIUMA OIEHKA CepIeUHO-COCYIUCTON CUCTEMBI.

4. Jleueonas pusKyIbTYpa

JleueOHast (pU3KYIBTYpa NOMKHA HA3HAYATHCSI MHIMBUAYATBHO C YYETOM MBIIIEYHOU CHIIBI,
YTOMJISIEMOCTH U KapAUOJIOTMYECKOTO COCTOSTHUS.

[Ipu coxpaHHOW ABUTATENBHOW (DYHKIMM MOTYT HCIOJNb30BAThCSI YMEpPEHHBIE a3pOOHBIE
yIpaXHEHHUs: XOIp0a M0 POBHOW MOBEPXHOCTH, 3aHSTHs Ha BEJOTPEHAKEPE ¢ HEOOJBIIUM COIPO-
TUBJIEHUEM, IJIABAHUE U YIIPAKHEHUS B BOJE.

JlorycKaloTcsi OCTOPOKHBIE YIPaKHEHUS Ha MOJIEPKaHNE MBIIIEYHON CUJIbI C HU3KUM COIIPO-
TUBJIEHUEM, €CJIU OHU XOPOIIO MEPEHOCSTCS U COIIACOBAHbI CO CHEUAIUCTOM.

PexomMeHIyI0TCS MATKME pPacTsHKEHHUs] MKPOHOXKHBIX MBI, crudareneid Oeapa W Ipyrux
IPYI, CKJIOHHBIX K YKOPOYEHHUIO.

[Tone3nsl ynpakHeHMsI HA paBHOBECHE, KOOPAMHALMIO U MOAJEpKaHWE YCTOMYMBOCTU IpU
xoapoe.

HenonyctMo 10BOAMTD MAllEeHTa /10 BHIPaXKEHHOTO MBIIIeYHOro uctomenus. Crenyer nsbe-
raTh Ype3MEpHbIX CUJIOBBIX HAIPY30K, MHTEHCUBHBIX SKCLIEHTPUYECKUX YIIPA)KHEHUI U TPEHUPOBOK
yepe3 O0Jb.

[TponomKUTeNbHOCTh, YaCTOTA U MHTEHCHBHOCTb 3aHATUN TOAOMPAIOTCS WHIWBUAYATBHO.
[Nocne Harpy3ku OLIEHWBAIOTCS MbIILIEYHast O0JTb, CIA00CTh ¥ BPeMsl BOCCTAHOBJICHUSI.

5. Maccax u annapatHas (pu3norepanusi

[Tpu MeiieuHo# aqucrpodun bekkepa Maccak MOXET BKJTIOUAThCS B peaOMIIMTAIIMOHHYIO ITPO-
rpaMMy MY HaJTUYHMHU JIOKAJIBHOTO MBIIIEYHOTO JUCKOM(OPTA U COMYTCTBYIOMIMX OOJEBBIX OLITYyIIIe-
Huit. Oco0oe BHUMaHUE yIeJSIOT IAAsIIeMy BO3ISHCTBUIO Ha TIeperpyKeHHbIE MbIIIIEYHbIE TPYIIIHI
C y4ETOM BBIPAXKEHHOCTH C1a00CTH M MHAMBUIYAILHON IEPEHOCMMOCTH MTPOLIE/TYPhI.

[IpeanovTuTenbHB MATKHE TEXHUKH 0€3 BBIPAXKEHHOTO AaBjieHusl. boe3HeHHOe pa3MUHAHME,
MHTEHCHBHAsI BUOPAIMsl U arpecCUBHOE BO3/ICHCTBIE Ha OCIa0JICHHBIE MBIIIIIBI HEKeTTaTeTbHBL.

Maccax He ycTpaHsieT TeHeTUYEeCKUI AeEeKT U He OCTAaHABIMBAET IPOrPECCUPOBAHUE MBbIIIIEY-
HOU IUCTPOUH.

TENS MOXeT UCIONB30BaThCA MO OTAEIBHBIM [OKA3aHUAM U CUMIITOMATUYECKOrO 00e300-
JIMBaHUsA, OJHAKO Crieln(rUecKuX JoKa3aTeabcTB 3 GeKTUBHOCTH Tipu Ooie3Hn bekkepa HepocTa-
TOYHO.

Bonpoc o npumenenun NMES paccmarpuBaetcst ¢ y4€TOM OCTATOUHOW MBIIIIEYHOMN (DYyHKITUH,
CTEeNeH! YTOMJISIEeMOCTH M (DyHKIIMOHAJIBHBIX 3a7a4 marpieHTa. [1pu BeiOope mapaMeTpoB CTUMYIIS-
[IM CTIEIIMATUCT AOJDKEH YUUTHIBATh OCOOEHHOCTH AUCTPOPUIECKOTO MPOLIECCa U UHANBUILYaTbHYIO
MEPEHOCUMOCTb Harpy3KH.

[Tpu mbieunoit aucrpodun bekkepa ynpTpa3BykoBasi, MHQpaKpacHasi U MArHUTHAs Tepanus
MOTYT paCCMaTPUBAThLCS CIEUATMCTOM KaK JIONOTHUTEIbHBIE METObI P COMYTCTBYIOIIKX CUMIITO-
Max, €CJIM UMEIOTCSI CAMOCTOSITE IbHBIE MOKa3aHUs. VX BKJIIOUEHHE B IPOrpaMMy 3aBUCUT OT UHIUBU-
AyaJbHOM MEPeHOCUMOCTH, O€30MACHOCTH U OKUIAEMOM CUMITTOMATHUECKOM MOJb3bI; JI0KA3aTeIbCTB
BJIMSIHUSA 3TUX MPOLELYP Ha MPOrpecCUpOBaHUE AUCTPOUN HEAOCTATOUHO.
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6. Oproneauueckasi peaduJanTANMS

[Mpu mporpeccMpoBaHMM MBIIIEYHON CJTA0OCTH TTOBBIIACTCS BEPOSTHOCTh OTPAHUYCHUS
TMOIBUKHOCTHU CYCTaBOB, HAPYIIICHUSI OXOOKU U (POPMUPOBAHUS KOHTPAKTYP.

HeoOxonuma peryisipHasi OlleHKa COCTOSIHUSI CTOII, KOJIEHHBIX U Ta300€IPEHHBIX CYCTAaBOB,
MO3BOHOYHMKA U YCTOWYMBOCTH TAIUEHTA.

[To vHOVBHIYaILHBIM TIOKA3aHUSM MPUMEHSIIOTCS OPTEe3bl, BCIIOMOTaTesIbHbIE CPEICTBA IS
XOIbOBI ¥ TIPUCTIOCOOJICHU S [T OOJIerYeHHsI IIOBCEeJHEBHOM JIeATEIbHOCTH.

[Tpu BHIpaskeHHOU CTA0OCTH HEOOXOAUMO MPEaYIIPEskIaTh MaIeHU U aJanTHPOBATh OKPYykKa-
IOIIYIO Cpejy.

HaznaueHue opTe30B I0IKHO YUUTHIBATh BO3MOXHOCTh UX BIIMSIHUS HA COXPAHUBITYIOCS JIBU-
ratejibHyI0 (QyHKIIHIO.

7. ﬂbIXaTeJleaH H KapauoJornyeckasna peaﬁnJmTauml

JlpIxaTesibHble HapyIeHus npu Oone3Hn bekkepa 0OBIYHO BO3HMKAIOT MO3/IHEE U HE Y BCEX
MAIUEHTOB, OTHAKO IMPH MIPOTrPEeCCHPOBAHUY MBIIIIEYHOU CJTA00CTH HEOOXOAUM KOHTPOJIb (DYHKITUU
BHECIITHEI'O AbIXaHW .

OcobeHHO BaxeH KapAUOIOTMYeCKUA MOHUTOPHUHT.

Kapauonornyeckoe HaOmofeHHe ciaeayeT HauMHaTh C MOMEHTA YCTAHOBJIGHHS JIMarHosa,
ucnonb3yst KT, sxokapauorpadmuio u, npu Heooxogumoct, MPT cepana. CornacHo pekoMeH[1a-
uusM GeneReviews, kapauonornyeckas OLEHKa TPOBOAMUTCS €KETOHO, a IIPY BBISIBJICHUHU Hapylle-
Hul (PyHKIIMK MUOKap/ia — Yallie, 1o peleHuIo Kapauonora. [1pu pa3BuTiu KapauoMuonaTui MOryT
Ha3HA4YaTbCA JICKAPCTBEHHLIC NPETIapaThl AJIA JICUCHUSA cepneqﬂoﬁ HEJOCTAaTOYHOCTU U HpOCpI/UIaK-
TUKU OCJIOKHEHUI. Pu3nyeckasi Harpy3ka B TaKMX CJIydasix COIIAaCOBBIBAETCS ¢ KapauosoroM. [pu
IILIX&TGJI]:HOIZ HEAOCTATOYHOCTH MPUMCHAITCSA CICHUATIN3UPOBAHHBIE METOIbI pCCHI/IpaTOpHOI';I noa-
JEPKKU.

8. HpOTI/IBOHOKa3aHI/IH H OrpaHn4eHuA

[Tpu nnanvpoBaHMM peadMIIUTAIIMK HEOOXOAMMO YUUTHIBATH BO3MOXXHOE COUYETaHHE MBIIIIEY-
HOH c1a0oCTH, HAPYIIEHUI CEpAEYHOr0 PUTMA M CHIKEHHS (PU3MYECKO BBIHOCIMBOCTH. OcobyIo
OCTOPOXKHOCTb HEOOXOAMMO COOMIONATH MPH HAIMYUY KapAUMOMHUONATHN U apuTMUiL. [laxke mpy OTHO-
CUTEJIbHO COXPAHHOH MBIIIEYHOM crie (pr3ruecKasi Harpy3ka MOXeT TpeOoBaTh OrpaHIMUeHUH, yCcTa-
HOBJICHHBIX Kap/IMOJIOTOM II0CJIE OIIEHKH COCTOSTHHSI CEpALa.

Crnenyer u3derarh:

BBICOKOMHTEHCHBHBIX CUJIOBBIX TPEHHPOBOK M YITPAXKHEHUN O UCTOICHUSI.

3HAYNTENIBHBIX SKCHCHTPUIYECKUX HATPy30K.

ATpeccrBHOTO pacTsKeHHs ¥ OOJIE3HEHHBIX MACCAKHBIX TEXHHK.

dusnvecKkux Harpy30K Mpu HeCTaOMIIbHOM KapAMOMHUONIATHH WITH BHIPAKEHHBIX APUTMUSIX.

3aHATHI TTPU OCTPBIX MH(EKIUSX, JTMXOPAIKE U 3HAUMTEIBHOM YXYAIIEHUH OOIIEro CocTos-
HUSL.

AnmapaTHeIX nipouienyp 6e3 000CHOBaHHBIX TIOKa3aHUH U OLIEHKU OE30MaCHOCTH.

[pu nosiBneHun 6011 B rpyau, 0OMOPOKa, BBIPAKEHHOHN OBIIIKY WM CepALIcOMEeHIS 3aHATHE
HEOOXOIMMO MPEKPATUTh U 00ECTIEYUTh METUIIMHCKYIO OLICHKY.

BripaxeHHast MpliieuHasi 00JIb, pe3Koe YCHIeHHE CIa00CTH WK TEMHASI MOYa T0CIe HAarpy3KH
TpeOyIOT CPOYHOTO OOCIICIOBAHUS /TSI UCKTIOUSHHS TIOBPEKICHUS MBIIIII.
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9. PeKOMeH,[IaIII/II/I NAanuEeHTy U poACTBCHHUKaM

[MarueHTy ¥ ero cembe HeOOXOAMMO OOBSICHUTD, YTO YMEPEHHAs pery/isipHast aKTUBHOCTb IIpe/l-
TIOYTUTEJIBHEE KaK IIOJIHOI'O OTKas3a OT IIBI/I)KCHI/Iﬁ, TaK U YPpE3MEPHBIX TPEHUPOBOK.

JlomariiHsist mporpaMmma MOKeT BKJTIOYaTh MATKHE yIpaXHEeHHsl, Oe30MacHyI0 Xo1b0y, moiep-
KaHWEC MOABUKKHOCTU CYCTABOB U IICPUOALI OTAbIXA.

Heo6xonumo cobmoaath peskiM BOCCTAHOBJIEHHUs TIOCNIE HATPY30K M M30erarh JJMTETBHOTO
nepeHanpsHKeHUS.

[NamueHTam TPyIOCIIOCOOHOTO BO3pacTa MOTYT MOTPeOOBAThCS alamnTarys padodyero Mecra,
U3MEHeHHe XapakTepa (PU3NUECKUX Harpy30K M SproHOMUYECKHE MPUCTIOCOOICHU L.

Ocoboe BHUMaHHUE CleyeT yIeasATh PeryjisipHOMY KapIHOJIOrMYeCKOMY HAOMOIECHHIO, JIakKe
€CJIM MBIIIIeUHast CJIa00CTh BhIpakeHa HE3HAYUTEIBHO.

10. 3akiaouenue

Mpimeynas auctpodust bekkepa XapakTepusyercsl 3HAYUTEeIbHON KIMHUYECKOW Bapradeb-
HOCTBIO M 3a4acTyio Oojiee MeJIeHHBIM MTPOrpPecCHpOBaHUEM TI0 CPaBHEHUIO ¢ Oosne3Hblo [omeHHa
(cMm. vacts I rasy 1).

CBoeBpeMeHHasi MEIUIMHCKAs peadWInTalus CIOCOOCTBYET MOAJCPKAHUIO JBHUIATEIbHOM
aKTUBHOCTH, MPO(MUITAKTHIKE KOHTPAKTYP U COXPAHEHUIO CAMOCTOSITEIbHOCTH.

Ocoboe 3HaueHHe MMeeT KapOMOJOTMYECKU KOHTPOJIb, MOCKONBKY TSIKECTbh MOPaXeHUs
cepiia He BCeraa COOTBETCTBYET BHIPAKEHHOCTH MBIIIEYHON CTaO0CTH.

KomruiekcHoe corpoBoXaeHHEe JOIKHO OCYIIECTBIATHCS IPU yYaCTUM HEBPOJIOTa, Bpaya-pea-
ounmTonora, Kapauosora, (pusnoreparneBTa U APYrux CrEUaICTOB.

OcHoBHO¥M TpUHLIMN peadwuTaimy npu O6one3Hn bekkepa — mogiepkuBarh (PU3MUYECKYIO
aKTUBHOCTb, COXpaHssi OasaHc Mexny (yHKIMOHAJIBHOM IMOJb30M HArpy3Ku M Oe30MacHOCTHIO
MBIIIIEYHOHN U CEPAEYHO-COCYMCTON CUCTEM.

Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas mepanusi npu 2eHeMUUECKUX
3a001e6aHUAX
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I'naBa 3. KoHeYHOCTHO-IIOSICHBIE
Mbliieunble quctpoduu (Apoa-Pora)

Yacmo 1. Hacredcmeenivle molideutle 3a001e8aHUSL
KoHe4HOCTHO-NOSICHBbIE MbllIeuHble qucTpocduu (Apoda-Pora) (Limb-Girdle Muscular
Dystrophies (LGMD) )

1. O6mas xapakTepucTUKa 3a00JeBaHs

KoHeuHOCTHO-TIOSICHBIE MBIIIEYHbIE UCTPO(UY — TPYIIIA HACIEACTBEHHBIX HEPBHO-MBIIIIEY-
HBIX 3200JIEBaHUH, XapaKTEPU3YIOIIMXCS MPOrPECCHPYIOIIEH CIA00CTBIO MTPEUMYIIECTBEHHO MBbIIIII
IUIEYEBOTO U Ta30BOIO ITOSICOB.

Hcropuyecky 4acTh KOHEUHOCTHO-TIOSICHBIX (DOpM 0003HAYANIN KAaK MBIIIEYHYIO AUCTPOGUIO
Dpba-Pora. CoBpemeHHas kiaccuduKaiysi OCHOBBIBAETCSI HA KOHKPETHBIX TeHETUUYECKUX Hapyle-
Hugx. UzBectHsl MHoroumnciaeHHble mogtunsl LGMD, cBs3anHble ¢ nsMeHeHussMu reHoB CAPN3,
DYSF, SGCA, FKRP u npyrux.

HacnenoBanue ObIBaeT ayTOCOMHO-PELIECCUBHBIM WJIM ayTOCOMHO-JIOMUHAHTHBIM. Bo3zpacTt
MOSIBJIEHUS] CUMIITOMOB M CKOPOCTb MPOTrPECCHPOBAHUS CYLIECTBEHHO paznuuatorcs. [lo gaHHbIM
Orphanet, coBokynHast pacripoCTpaHEHHOCTh KOHEUHOCTHO-TIOSICHBIX MBIIIEYHBIX AUCTPOpUI O1e-
HUBaeTcs NpuOIm3uTenbHO B 1 ciyvail Ha 44 000—123 000 yesoBek. YacToTa OTAENBHBIX N'€HETHYE-
CKHUX MOJATHUIOB CYHIECTBEHHO Pa3IMYaeTCsl MEXAY NOIMYIALUAMH.

2. Kimanyeckasi KapTHHA

3aboneBaHe MOKET MPOSIBUTHCS B IETCKOM, TTOAPOCTKOBOM HJIM B3POCJIOM BO3pacTe.

Haunbonee xapakTepHbl TPYIHOCTH IPH MOABEME MO JIECTHULE, BCTABaHUU CO CTYJa, Oere u
AJMTeNIbHOM Xoap0e. [1pH nopaxeHnu 1iedeBoro rnosica BOSHUKAIOT 3aTPYyIHEHU S IPU OJHATUH PYK,
OfIEBaHUU U BBIIOJTHEHUU OBITOBBIX AEHACTBHA.

MoryT HabmoaThes NepeBaIMBaloLIasAcs MOXoAKa, CUMIITOM ['oBepca, BhICTYaHKe JIONATOK,
MBIILIEYHAs aTPO(Hs U KOHTPAKTYPbl CYCTaBOB.

IIpu oThEnbHBIX reHeTHYecKuX (opMax BO3MOXKHO IMOpakeHHE MHOKapaa M IbIXaTeIbHOM
MYCKYJIaTyphl.

JlnarHocTvKa BKJIIOYAET HEBPOJIOTMUYECKUI OCMOTP, UCCIIEI0BAHNE KPEATUHKUHA3bI, MBIIIIEY-
HYIO BU3YaJIM3ALIMIO U MOJIEKYJ/ISIPHO-TEHETUYECKOE TECTUPOBAHUE. YCTAaHOBJIEHUE MOITHIIA HEOOXO-
AUMO JJ151 IPAaBUJIbHOTO TUIAHWPOBAaHU 1 HAOMIOCHUS U peadUIUTALIUY.

3. lean MeUIMHCKON peadonJuTaIumn

Pea6I/IJ'II/ITaLII/IOHHaH CTpaterus 1npu LGMD OIIPEACIIACTCSA IMPEKAC BCETO ICHETUYCCKUM TTOI-
THUIIOM U paclip€ICJICHUEM MBIIIIEYHOH citadocTu. Y OIHUX ITalIUCHTOB HCpBOCTCHCHHOﬁ 33)121‘{61‘/)1 CTa-
HOBUTCA NIOAACPKAHUC YCTOfIQHBOﬁ XOILb6bI, Yy APYIUX — COXPAaHCHUEC BO3MOXHOCTU IIOAHUMATb
PYKH, CaMOCTOATEIbBHO OACBATHCA W BBIIIOJIHATDH OBITOBBIE ,IICfICTBPIH. HOSTOMy CPYHKL[I/IOHEU'IBHLIC
neim (bOpMI/IPYIOTCH IIOCJIE OLIEHKHA BO3MOKHOCTEH IIJIEYEBOro U Ta30BOI'O I10ACOB, a TaKXKE O6IJ_[CFO
COCTOAHUMA NMalMECHTA.

C yLIéTOM 9TOro K OCHOBHBIM 3aJa4aM MC,HI/ILIHHCKOﬁ pea6I/IJ'II/ITaLII/II/I OTHOCATCA:
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COXpaHEeHHE TMOJIBUKHOCTH TUIEYEBBIX U Ta300€/IPEHHBIX CYCTABOB U MPO(PUIAKTHKA KOHTPAK-
Typ;

NO/JIepKaHKe MBIILIEYHOW BBIHOCJIMBOCTH B IpeJeiax UHIUBUIYaIbHON IEPEHOCUMOCTH;

yJIy4IlleHWe PaBHOBECHS U YCTOMYMBOCTU TIPU XOIbOE;

coxpaHeHue (DYHKIIMN BEPXHUX KOHEYHOCTEW U CAMOCTOSITESTbHOCTU B TIOBCEJHEBHOM JeSITE b~
HOCTH;

npeaynpexIeHre NaaeHuil.

4. Jleueonas pusKyIbTYpa

JleueOHast pU3KyIBTYpa SBJISIETCS OCHOBOW PeaOMIIMTAIIMOHHON ITPOTPAMMBI.

[Tpu coxpaHEHHOW CMOCOOHOCTU K CAMOCTOSITEJIBHOMY MEPEABMKECHHIO CIIEIIUATUCT MOKET
BKJIIOUATh B IPOrpaMMy YIpPaKHEHHS Ha BEJIOTPEHAXEPE C MUHUMAJILHBIM COITPOTHBIICHUEM, JI03U-
poBaHHYI0 XOnbpOy M 3aHATUS B OacceriHe. Ocoboe BHUMaHHUE YAEISeTCs YCTOMYMBOCTH Ta30BOTO
0siCa, KOHTPOJIIO TIOJIOKEHUS TYJOBHUINA U COXPAaHEHUI0 (PYHKLIMH BEpPXHMX KOHeuHocteu. [lpu
BBITIOJTHEHUH ABUKEHUN HEOOXOOMMO YUUTHIBATh BO3MOKHYIO ACHMMETPHIO MBIIIIEYHOU CTa00CTH U
pazIMIMs MKy FeHETUIeCKUMU TTOITHIIAMU 3200JICBaHUSI.

BaskHOE MeCTO 3aHUMAIOT YIPaKHEHUsI JIJTs1 MBIIII] TUICYEBOrO U Ta30BOT'O TIOSICOB, MOAIEpXKa-
HHe 00bEMA ABMKEHUI B CYCTaBaX U TPEHUPOBKA PABHOBECHSI.

Pactspkenue BeITIONHSETCS TUIABHO, O3 6omu. HeoOxonumo n3derats ype3MepHbIX SKCLIEHT -
YECKUX HArpy30K, TPEHUPOBOK 10 UCTOLICHHUA U pra)KHCHI/II./JI, BBI3bIBAIOIINX BBIPAKCHHYIO MbBIIICY-
HYIO OOJIE3HEHHOCTb.

[Mocre 3aHATHS OLEHUBAIOT YTOMJISIEMOCTh, MBIIIEYHYIO OOJIb U BOCCTAHOBJICHUE JIBUTATEIIb-
HBIX BO3MOXHOCTEM.

5. Maccax u annapatHas (pu3norepanusi

[Tpy KOHEYHOCTHO-TIOSICHBIX MBIIIEYHBIX TUCTPO(HAX BHIOOP MACCAKHOW TEXHUKH 3aBUCHUT OT
pacnpeeneHus MbIIIEYHO!N CTA00CTH U COCTOSIHUS TJIEYEBOT0 ¥ Ta30BOTO MOsicoB. CrieIManucT olle-
HUBAeT HaMM4ue OOJe3HEHHOCTH, OTPAaHUYEHHS] IBMKEHU M KOMIICHCATOPHOTO TepeHanpsKeHU s
OTIEJIbHBIX MBIIIEYHBIX TPYIIIL, ITOCIIE Yero OnpeelisieT 1eaecoo0pa3sHOCTh MAASIIEero MaHya IbHOTO
BO3/ICHCTBUS.

[IpeanovTuTenbHb MATKUE TEXHUKHM 0e3 MHTEHCMBHOTO pa3MHUHAHMS U OOJIE3HEHHOTO JaBJie-
HUS Ha OCJIA0JICHHBIE MBIIIIITBL.

TENS MoOXeT MpUMEHSIThCS MPU OTAETbHBIX OOJIEBBIX CHHAPOMAX, HO HE BIIMSET HA TeHeTHYe-
CKMI MEXaHU3M 3a00JIeBaHHUI.

Bosmoxnocts ucnonszoBanuss NMES onpenensiercss reHermyeckum noxprunom LGMD u
XapakTepoM MOpaxeHust Mbll. Merton TpedyeT OCTOPOXKHOro Moxdopa MapaMeTpoB U OLIEHKH
peaKIMM MalMeHTa, MOCKOJbKY JaHHBIE O €ro 3(P(EKTUBHOCTH MpPU Pa3INYHBIX (pOpMax KOHEY-
HOCTHO-TIOSICHBIX JUCTPO(UI OrpaHUYEHBI.

TepaneBTuecKuil yabTpa3ByK U MH(pakpacHas Tepanusi MOTYT pacCMaTpUBAaThCs B KAUECTBE
JOMOJIHUTENIBHBIX METOIOB (PU3MOTEPANIEBTUYECKOTO BO3JEHCTBUSA MPU HAJMYMU COIYTCTBYIOIIUX
OO0JIEBBIX CHHJPOMOB M MBIIIIEYHOTO TUcKOMpopTa. VX mpriMeHeHe HarpaBieHO MPEeUMYILECTBEHHO
Ha pelleHre CUMITOMAaTUYECKUX 3a]a4, MOBbIILIEHHEe KOM(OPTA MAMEHTa U YJIyUllIeHUe NIEPEHOCH-
MOCTU peabWIIMTAIIMOHHBIX MEPOTPHUATH.

Marnurorepanuss (PEMF) Takke MOXeT paccMaTpuBaTbCsl Kak BCIIOMOTaTEIbHBII METO[, B
COCTaBe KOMILIEKCHOH MporpaMMsbl peadbmiuTanyy. Pemmenre o e€ npuMeHeHnN PUHUMAETCs CIie-
LMAJIMCTOM MHAWBUAYAJIBHO, C YYETOM KJIMHUYECKOTO COCTOSIHUS MAllMEHTa, BOZMOXKHBIX [IPOTUBO-
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MOKa3aHW ¥ OTPAHUYEHHOCTH HAyYHBIX IAHHBIX 00 3()(PEKTUBHOCTH METOA HEMOCPECTBEHHO MPH
LGMD.

ParonansHOE couetanue e4eOHOoM (PU3KYIIBTYPBI, Maccaxa U IOTOIHUTENIbHBIX alllapaTHbIX
METO/IMK TO3BOJISIET MHAWBUIYTU3UPOBATh PEaOUIUTAMOHHYIO MPOrpaMMy € YIETOM (PYHKIHO-
HAJIbHBIX BO3MOXHOCTEH nanuenTa. [Ipu 3TomM BBIOOp KakI0¥ MPOLIeLyphl I0JKEH OCHOBBIBATHCS Ha
KOHKPETHBIX TepareBTUUECKUX 3aJadax U €€ 0)KUAAeMON KIMHUUYECKOH T0JIb3€.

6. Oproneauueckasi peadnJaHTANMS

[Ipu mnporpeccupoBaHuy 3a00/€BaHUsI BO3MOKHBI KOHTPAKTyphl CYCTaBOB, HapyIIEHHUS
OCaHKH, HGCTa6I/UI])HOCTb IIOXOJKHU 1 CHUXKXCHUE CHOCO6HOCTI/I nepeaBurarbCA.

HeoOxonumbl perynsipHasi OlieHKa MOJBMKHOCTH CYCTABOB U aHAJINA3 XOIbOBI.

Bri6op opronenuueckux npucrocodnenuii mpu LGMD 3aBUCHT OT peo0:1aIaioIero nopaxe-
HUS MBIIIII TA30BOT0 JIMOO TUIEYEBOro Mosica.

[Tpu cnabocT HUKHUX KOHEUHOCTEH CIIEIMAIMCT MOAOMpPaeT OpTe3bl M BCIIOMOTATE/IbHbIC
cpencTBa sl X0AbObI, TIO3BOJIAIONIME KOMIIEHCHPOBATh HAPYLIEHUsS! TIOXOIKM U YMEHBIIUTh PHUCK
TMa/ICHUN.

[Tpu BeIpa’keHHOM MOPaKEHUH TIJIEYEBOTO TM0sica HEOOXOIUMO OLIEHUBATh BOZMOXXHOCTH TaIly-
€HTa CaMOCTOATEJIbHO BBITIOJIHATH IICI;'ICTBI/IH PYKaMu U UCIHOJIb30BaTh BCIIOMOI'aTCJIbHBIC 6bITOBI>IC
npucriocoOnenusi. B ciyyae 3HAUMTENBHOTO CHMKEHHMS] MOOWJIBHOCTH PAacCMATpPUBAETCS MOAOOP
HWHAUBUAYAJIBHOI'O KPECIa-KOIACKU U CPEACTB MO3ULUMOHUPOBAHHWA.

Ocoboe BHUMaHUE ClielyeT yAeasATh NpOoUIAKTUKE TaJeHWA U COXPaHEHUI0 Oe30macHON
AKTUBHOCTHU.

7. ﬂbIXaTeJleaH H KapauoJornyeckasn peaﬁnJmTauml

Hexoropsle renernueckue nogrunsl LGMD conpoBoxaaroTcst kKapiuoMuonaTrei, HapyleH!-
SIMU CEpIEYHOTO PUTMA U CJTA0OCTHIO IBIXATEIbHON MYCKYJIATypBhl.

[MosTomMy KapauoJIOruyecKoe M peclupaTopHOe HAOMIOAEHNE ONPEEsioT C YIETOM YCTaHOB-
JIEHHOT'O TEHETUYECKOTO BapUaHTa.

[Tpu Hannuum nokaszanuil BemonHsorcss DKIT, axokapauorpadus, ucciaegoBanue (QyHKIMN
BHEIITHETO JIbIXaHWsI U Ipyrue 00CIe0BaHUS.

[Tpu cHrkennn 3(peKTUBHOCTU KalllIsi MOTYT UCIIOIb30BAaThCSI METO/B! PECTIMPATOPHOM MOJ-
JEPKKHU, a TPU JbIXaTeIbHON HEI0CTATOYHOCT — HEMHBA3UBHAS BEHTUIALMSA JIETKUX.

Pusnueckylo Harpy3Ky KOppeKTUPYIOT IIPU BbISIBIIEHUU CEPIEYHO-JIETOUHBIX OCIOKHEHUH.

8. HpOTI/IBOHOKa3aHI/IH H OrpaHn4eHusA

[pu nnaHvpoBaHMM peabMIUTAIIMK HEOOXOAMMO YUUTHIBATh T€HETHUECKHI TOATHII, CTETIEHb
MBIIIEYHON CIabOCTH U PUCK TOBPEXACHHS MBIIIEYHBIX BOJIOKOH. [Ipy OTIENbHBIX T€HETMYECKUX
dopmax LGMD, 0co6eHHO HEKOTOPBIX TUChEpIMHONATUSIX, MHTEHCUBHBIE (PU3NYECKUE HArpy3KU
MOTYT COIIPOBOXJAThCS BRIPAKEHHBIM MOBPEsKA€HMUEM MbILILL. [103TOMY crienuaamcT 10/KeH yUnThl-
BaTh FEHETUYECKUI AUATHO3, [T0KA3aTe/IM MBIILIEYHBIX (PEPMEHTOB IPU HAJIMYMY TIOKA3aHUHI U peaK-
LMIO NTALIMEHTa Ha TIPEAbIIYIINe 3aHATHS.

Crnenyer u3derarh:

BBICOKOMHTEHCHBHBIX TPEHUPOBOK /10 UCTOILIEHUS.

UpesMepHBIX IKCIIEHTPUYECKUX HArpy30K.

ATpeccHBHOTO pacTsKeHHs 1 OOJIE3HEHHOTO TITyOOKOro Maccaxa.
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VipaxHeHu# ¢ BHICOKUM PUCKOM Ta/IEHUS.

Harpy30k npu HeCTaOUIBHBIX CepIeUHO-TIETOUHBIX HAPYIIICHUSIX.

Heo6ocHOBaHHOTO MPUMEHEHHSI anmnapaTHON (PU3NOTEPATTHH.

[NosiBneHue pe3Kou c1ad0CTH, ITMTEILHON MBIITIEYHON OOJTH, BBIPAXKEHHOUN OIBIIIKY WA TEM-
HOW MOYHM Tioclie (PM3UYECKUX HArPy30K TpeOyeT MpeKpalieHus 3aHATHN U MEJUIIMHCKOTO 00CIe/10-
BaHUs.

9. PeKOMeH,[IaIII/II/I NAanuEeHTy U poACTBCHHUKaM

[NatmenTy HEOOXOAMMO OOBSCHUTH 3HAUEHUE PETYJISIPHOW, HO JO3MPOBAHHOM JBHUIaTEIbHOM
aKTUBHOCTH.

JloMarHss1 mporpaMMa MOXeT BKJIIOYATh MSTKHE YIPaXXKHEHUsI Ha MOABMKHOCTb CYCTaBOB,
6e3omacHyIo Xoap0y, yIpaKHEH!sI HA PABHOBECHE U TIEPUOABI OT/bIXA.

Cnenyet nz6erarb (PU3NUECKUX TIEPErpy30K U CBOEBPEMEHHO aJalITUPOBATh JAOMAIIHIOI CpeLy
MIPU CHIKEHHH CAMOCTOSITENTBHOCTH.

Crnenmanuct oby4yaeT pOACTBEHHHKOB O€30MacHbIM IMpUEMaM TOMOIIM TpPU BCTAaBaHUM CO
CTyJna, epeMelieH!H ¢ KpOBaTH U MPEOIoieHNH ObITOBBIX NpensATcTBUl. [Ipy BhIpaskeHHOM cnado-
CTH TUICYEBOTO MOsica 0COO0e BHUMAHUE YACISIOT COXPAaHEHUIO CAMOCTOSITESIbHOCTU TIPU OJIEBAHUM,
npuémMe MUY U BHIMOJTHEHUH ISUCTBUI PyKaMH, UCTIONb3Ys IIPU HEOOXOAMMOCTH aJalTUBHBIE TIPH-
CIIOCOONIEHN 1.

BaxHoe 3HaueHMe UMEIOT MICUX0JIOrnYecKas MOIIEPXKKa, COX paHEHUE COLTMATbHON aKTUBHOCTH
1 ipopeccoHaTbHAS aJlanTallusl.

10. 3akiaouenue

PeaGwutaisi Ipy KOHEYHOCTHO-TIOSICHBIX MBIIIEUHBIX AUCTPOpUsAX TpeOyeT NOHMMAaHUS
KJIMHAYECKOW HEOJHOPOAHOCTU STOU IpyNiibl 3a0oneBanuil. [laxke mpyr CXOMHOW MBIIIEUYHOH c1abo-
CTH MAIMEHTHl MOTYT CYIIECTBEHHO Pa3nyaThCsl IO CKOPOCTH MPOrPECCUPOBAHUS, IEPEHOCUMOCTH
(bU3MYECKUX HArPY30K U PUCKY CEPIEUHO-IBIXaTeIbHBIX OCIOKHEHUH.

[ostomy ycremHasi padoTa CrieluanrcTa OnpeaesseTcss He KOJMYEeCTBOM Ha3HAYeHHBIX MPO-
HEeyp, @ TOUHOCTBIO MHAUBU/IYAILHOM OLIEHKH, 0O0OCHOBAaHHBIM BHIOOPOM METOJIOB U CBOEBPEMEHHOI
KOppeKLuer peaOrIMTAllMOHHOM MTPOTrpaMMBbl.

Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas mepanusi npu 2eHeMUUECKUX
3a001e6aHUAX
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I'naBa 4. IliiedyeonaTouHo-auIeBast
mbimeyHas aucrpodgus Jlanaysu-/le:xepuna

Yacmo 1. Hacreocmeenmvle mvluieurvle 3a001e6aHUSL
IInevyenonaToyHoO-JIHIIEBASI MbIII€YHAS auctpodust Jlanay3u-/lexxepuna
(Facioscapulohumeral Muscular Dystrophy (FSHD) )

1. O6mas xapakTepucTUKa 3a00JeBaHs

[Ineyenonarouno-ymuesass MpleyHass aucrpogus Jlangysu-JlexeprHa — HacIeICTBEHHOE
3a00JieBaHUe, MPU KOTOPOM IMPEUMYILECTBEHHO MOPAXAIOTCs MBILILIB JIMIA, UIEYEeBOro mosica u
BEpXHUX KOHeuHocTeil. [To Mepe pa3BuTHs 001€3HM BO3MOKHO BOBJICUEHHME MBIIII] TYJIOBUIIA U HUK-
HUX KOHEYHOCTEU.

Beigensior ase ocHoBHble reHetnueckue (opmbl: FSHD1 u FSHD2. Ux pasButue cBsi3aHO
C HapyLIEHUEM peryasuuu 3kcrpeccud reHa DUX4, BbI3BIBAIOIMM ATOJIOTUYECKME U3MEHEHUSA
MBIIIEYHBIX KJIeTOK. Hambomee pacmpoctpanénHas ¢opma FSHD1 oOGycnoBieHa cokpaiieHueM
yrcnia noBTopoB D474 B onpenenéHHOi 001acTi YeTBEPTOH XPOMOCOMBI.

XapakTepHOi 0COOEHHOCTBIO 3a00JIeBaHUS SIBJISIETCS] BHIPAXKEHHAs BapHaOeIbHOCTh KIIMHUYE-
CKUX IIPOSIBJIEHUN JaXe CPEY WICHOB ONHOM CEMBU. Y OJHMX MALMEHTOB JIBUTaTEJIbHBIE OTPaHUYe-
HUS OCTAlOTCSl yMEPEHHBIMU JECATHIETUSAMM, Y JPYTUX CJa00CTh MOCTENEHHO PaclpOCTpaHseTcs Ha
JONOJIHUTENBHBIE MBIILIEYHBIE IpynIbl. PacripocTpanénnocts FSHD, no pasimyHbIM 311MAEMHUONIOT -
YeCKUM OIIeHKaM, cocTapisieT npuommsutenabHo 4—10 ciaydaes Ha 100 000 Hacenenusi. 3adoneBaHne
OTHOCHUTCS K CPABHUTEJILHO PACIIPOCTPAHEHHBIM (POPMaM HACJIEICTBEHHBIX MBILIEYHBIX JUCTPOMUH,
npruéM OOJIBIIMHCTBO AMArHOCTUPOBAHHBIX citydaeB npuxonurcst Ha FSHDI.

2. Kimanyeckasi KapTHHA

IepBble nposiBIEeHNUs HEPEAKO BO3HUKAIOT B MOJPOCTKOBOM MJIA MOJIOZOM B3pPOCIIOM BO3pACTe.
[TanmeHTy CTaHOBUTCS TPYJHO CBUCTETh, IUIOTHO 3aKpblBaTh I71a3a, Y/blOAThCs WM YIEP/KUBATH
BBIpQXKEHUE JIMLIA.

[Mpn ocmoTpe YacTo OOHAPYXKMBAIOTCS BBICTYMAHHME JIOMATOK («KPBUIOBU/IHBIC JIOTIATKU»),
OrpaHryeHre NogbEMa PYK BBIIIE YPOBHS IUIEY M CIA0OCTh MBI, CTAOMIM3UPYIONIMX JIOMATKH.
MpleyHoe NopaxkeHrue HepeIKo UMeeT ACUMMETPHUHBIA XapakTep.

ITpu BOBIEUEHNH MBIIIIL] KMBOTA M CIIMHBI U3MEHSIETCS OCaHKA, MOKET YCUJIMBAThCS MOSICHUY-
HbI JTopao3. CnadocTs pasrudaresieil CTONbl MPUBOAUT K 3aTPYAHEHHUIO XOIbObI 1 TIOBHIIIAET BEPO-
SATHOCTb CIIOTHIKAHUS.

VY yacTu manueHToB HaOMIOJATCS XPOHMYECKAs O0JIb, MOBBILIEHHAs] YTOMIISIEMOCTb U Hapy-
meHus cHa. Ilpu paHHeM Hauasie 3a00J1€BaHMS] BO3MOXKHbI TaKke€ HapyILEHUsI CIyXa U COCYAUCThIE
M3MEHEHMs CeTUYaTKU IJiasa.

JlnarHo3 NOATBEpPKAAETCS CMEMATN3UPOBAHHBIM MOJIEKY/ISIPHO-TEHETUYECKUM HUCCIIe/IoBa-
HUEM.

3. lesm MeUIMHCKON peadnJauTaumn

[MTpu FSHD peabunutanus cocpeoTodeHa npesk/ie BCero Ha COX paHEHWH TOJIE3HbIX JBIKEHUH
IJIEYEBOTO M0sICa U BO3MOKHOCTH CAMOCTOSITENILHO BBHIIIOJIHATH JEUCTBUS PYKaMHU.
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OcHoBHbIE 33/1a4¥ BKJIIOYAIOT MOAJEPKAaHUE JOCTYITHOM AMIUIMTY/bl JBUKEHUMN IJIEYEBBIX
CYCTaBOB, YJIy4llEHHE KOHTPOJIA MOJIOKEHU JIONATOK, IPEAYNPEeKICHUE KOMIIEHCATOPHBIX Hapylle-
HUI OCAHKU U COXPAHEHHE YCTOMYMBOM MOXOIKH.

OtnenbHOE HampaB/ieHHEe — yMEHbIIEHNE (DYHKIMOHAJIBHBIX MOCIEACTBUII aCUMMETPUYHON
cnaboctu. CrenuamcTt OlleHMBAET He TOIBbKO MBIIIEYHYIO CHUITY, HO M CIIOCOOHOCTD MaIueHTa MOIHH-
Math MPeAMETHI, OEBATHCS, MOIB30BATHCS OBITOBBIMU MPUHAJICKHOCTSIMU U BBINIOTHATH Mpodec-
CHOHAJIbHBIE IEVCTBUS.

[Ipu BOBIEUEHNM MUMMYECKON MYCKYJIATyphl JOMOJHUTEIBHO OLIEHUBAIOTCS MOJTHOLIEHHOCTD
3aKpPBITHSA 1143, apTUKYJIALMS U Apyrue (pyHKIMHY, BIUSIONIME HA TIOBCEHEBHYIO KU3Hb.

4. Jleueonas pu3KyIbTYpa

[Tporpamma JIOK popmupyeTcst mociie o1ieHKH MOIABUKHOCTH IJIEUEBbIX CYCTABOB, MOJIOKEHU ST
JIONATOK, CHJIBl MBIIIII TYJIOBHUILA M YCTOMUYMBOCTH MAlMEHTA.

Jl1s1 BEpXHUX KOHEYHOCTEN TPUMEHSIOTCS AKTUBHBIE Y aKTUBHO-aCCUCTUPOBAHHbIE IBUKEHUS
B JOCTYITHOW aMIUTUTYAE. YIIPaKHEHUS C OMOPO MPeIUIeuril Ha CTOJ UJIM CKOJIb3SIIEN TOBEPXHO-
CTBIO MO3BOJISIIOT YMEHBIIUTD BIUSHUE CUJIbI TSDKECTU M OOJIETYUTh ABUKEHUE PYK.

3aHATHST MOTYT BKJIIOYATh YHPAXKHEHUS HAa KOHTPOJb TOJOXKEHHS JIOMATOK, CTaOMiIn3a-
LMIO TYJOBMILA U COXPAaHEHUE MOABUKHOCTU I'PYIHOIrO OT/AEeNa MO3BOHOUHMKA. [Ipn 3TOM BakHO
HE MBITAThCSI MEXAaHUYECKU YCTPAHUTh KPBUIOBUIHOE MOJIOKEHUE JIONATKU YPE3MEPHOW CHUJIOBOM
Harpy3Kou.

[Tpu cnabocT HYKHUX KOHEYHOCTEH HCHONBb3YIOTCS YIPaKHEHUs] Ha PaBHOBECHE, MEPEHOC
Beca Tejla ¥ TPeHHPOBKY Oe30omacHoi XoabObl. BenorpeHaxe€p u 3aHaTHs B OacceiiHe MOTYT IpuMe-
HATBCS C YUETOM JIBUTATEIbHBIX BO3MOKHOCTEN.

Jlo3upoBaHHasi a9poOHasi aKTUBHOCTb ¥ MHAVBHUYaJIbHO MOJOOPAHHbIE YIPaKHEHHS C COMpPO-
THBJICHUEM MOTYT OBITh TIOJIE3HBI IS (PU3UYECKON MOArOTOBIEHHOCTH. CIIeIMaIUCT OLICHUBAET He
TOJIBKO MEPEHOCUMOCTDb 3aHSATHUSI, HO U COXpaHEHHE KayecTBa JBMXEeHWI rnocie Harpy3ku. Cope-
MEHHBIE MCCIIEIOBAHUS MTOKA3bIBAIOT, YTO MHAWBU/IYAILHO MOAOOPaHHbIE YMEPEHHBIE CUIIOBBIE Tpe-
HupoBky npu FSHD MoryT XopoIo nepeHOCUThCsl U CIOCOOCTBOBATh MOAJCP/KAHUIO MBIIIEUHOM
ynkumn. Bmecte ¢ Tem pe3yabTaThl UCCIIEOBAHUI HEOTHOPOIHBI, [IO3TOMY UHTEHCUBHOCTD YIIPaXK-
HEeHUI 1 uX 3(PPEKTUBHOCTb HEOOXOIUMO OLIEHUBATH C YUETOM CTETIEHH MBIIIEYHOTO MOPAKEHHS U
peaKIMy NalueHTa.

5. Maccax u annapatHas (pu3norepanusi

ITpu FSHD maccax MoxkeT UCHOIb30BaThCs ISl YMEHBIIIEHUS COITYyTCTBYIOLIETO MBIIIIEYHOTO
auckomopTa, 0COOEHHO B OOJIACTH I1IeH, HAATJIEYUI U CIIMHBL, TIe HEPeAKO (POpMHUpPYETCsi KOMIIEH-
CaTOpPHOE NepeHarpsikeHNe.

BospeiictBue JOMKHO y4MTHIBATh HEPABHOMEPHOCTh MBILIEYHOTo nopaxkeHus. Ilpeanoutu-
TEJIbHBI IA/ISIINE TEXHUKY, HAMPaBJICHHbIE HA oOJerdyeHre 00JIe3HEHHOCTH U pacciiabieHue nepe-
IPYKEHHBIX YYaCTKOB.

TENS MoxeT paccMaTpuBaThCs TIPU OTJIENILHBIX OOJIEBBIX CHHIpOMaxX. BO3MOKHOCTD UCIIONb-
3oBanust NMES olieHMBaeTcst OCTOPOKHO, ¢ YUETOM BBIPAKEHHOCTH aTpoduu U (DYHKIIMOHATIBHOTO
COCTOSIHMSI CTUMYJIMPYEMBIX MBIIIILI.

TepaneBTruecKuil yabTpa3ByK, UH(PpaKpacHOE BO3IEHCTBIE U MArHUTOTEPATIMS HE OTHOCSTCS
K cneuuduyeckuMm merogaMm JiedeHuss FSHD. Tlpu comyTcTByommx cuMOTOMax MX NMPUMEHEHHE
MOXET 00CYKAaThCsl UHIUBHUYaJIbHO, OJTHAKO YOSIUTEbHBIX JaHHBIX 00 9(p(PeKTUBHOCTH ITUX MTPO-
LIe/1yp HEMOCPECTBEHHO MPH JIAaHHOW AUCTPO(PUN HEAOCTATOYHO.
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[Tpu BBIOOpE (PUBMOTEPATIEBTUIECKUX MEPONPHUATUN PUOPUTET OTAAETCS KOHKPETHOM (PYHK-
IIMOHAJIbHOM 3a/1aue: OOJIETYeHUIO IBMKEHUS, YMEHBIIEHUI0 00U JTMOO MOBHIIIEHHUIO IEPEHOCHMO-
CTU OCHOBHBIX 3aHSITHIl.

6. Oproneauueckasi peadnJanTANMS

OnHolt 13 HamboJee XapaKTepHbIX opToneandeckux mpodnem npu FSHD sBnsercs nenocra-
TOYHAS CTAOMJIM3ALIS JIOTIATKH, OTPAHUYMBAIONIAS IBUKEHUSI BEPXHE KOHEUHOCTH.

JI7151 OLIeHKH BO3MOKHOM (DYHKITMOHATBHOM MOJTB3bI CIEIMAMCT MOXET IIPOBECTH MPOOY € pyd-
HOM (pUKcaIel JIOMaTKu, HaOoasi, HACKOJIbKO YBEJIMUMBACTCS aMILTUTY/a MOABEMA PYKH.

VY oTAenbHBIX MAalMEeHTOB paccMaTpUBAETCsl XMpPYpruyeckas (pukcalys JONaTKUA K IpyAHOU
KJieTke. Takoe BMeImarTesbcTBO TpedyeT CrielaIn3uPOBAHHOM OLIEHKH, TOCKOJIBKY TOJXOIUT HE BCEM
¥ MOXET COMPOBOXKIATHCS OCIOXKHEeHUsIMU. KimoueBbIM KpHUTepueM OTOOpa SIBJISIETCSl COXpaHHasI
CUJIa JEeTTbTOBUIHOM MBIIIIIBL: TIPU €€ BhIPAKEHHOH C1a00CTH (pUKcalusl JIOMATKU He 00ecreurnBaeT
(pyHKIIMOHAJIBHOTO YITyUIlIEHUSI.

[Ipu cnaboctu pasrudaresnielt CTONbI MPUMEHSIOTCS TOJICHOCTOITHBIE OPTE3bl, YMEHbIIAOIINE
pUCK crioThikaHusl. [1py HapyIeHUsAX OCAaHKHM MOAOUPAIOT CPENICTBA MOMAEPKKH U A THPYIOT pado-
yee MPOCTPaHCTBO.

B ommmuue ot pacnpocTpaH€HHOrO MpecTaBieHus, opToneanyeckas nomoinlb npu FSHD
HalpaBJIeHa He TOJIbKO Ha MpeayIpeskaeHue qedopMalivid, HO U Ha yJly4dlleHue (PyHKIMOHAJIBHOTO
UCTIONIb30BAHUSI BEPXHUX KOHEUHOCTEN.

7. ﬂbIXaTeJleaH H KapauoJornyeckasn peaﬁnJmTauml

V 60nbIIMHCTBA MAIMEHTOB Cep/IevHast MBIIIIIA He SBJISIETCS] OCHOBHBIM OOBEKTOM MOPaKEHHU S,
MO3TOMY MHTEHCUBHOE KapIuoJIOrnyecKoe HaOmoaeHne 0e3 COOTBETCTBYIONIMX IMOKA3aHUI OOBIYHO
He TpeOyercsl.

JlpIxaTesibHast HEAOCTATOYHOCTh TAaKKe Pa3BUBAETCS HE y BCEX OONBHBIX, OJHAKO €€ BeposT-
HOCTh BO3pACTaeT IMpU BBIPAKEHHON IeHepaIM30BaHHOW CTa00CTH, HAPYIIEHUSIX OCAHKU M 3HAYU-
TEJIbHOM CHYKEHHU MOOMJIBHOCTH.

[Tpu nosiBNIeHUM OAIBIIIKY, YTPEHHHUX TOJIOBHBIX OOJIEH, THEBHOW COHJIMBOCTU WJIM TIPU3HAKOB
HOYHOW TMIOBEHTWJISALIUM HEOOXOAMMO HCCIIEIOBATh bIXaTeIbHYI0 (DYHKIMIO M OLIEHWUTH MOTPeo-
HOCTb B PECITUPATOPHON MOLAEPKKE.

[Tpu TSKETOM TeUeHNH MOXKET MOTPeOOBAThCSl HEMHBA3UBHASI BEHTHIIIAIMSA JErkux. dPusnye-
CKYI0 aKTUBHOCTb B TIONOOHBIX CITydYasix TUIAHUPYIOT COBMECTHO C MPO(UILHBIMU CHEITUATICTAMH.
[Tpu carxernn 3(pPEKTUBHOCTU KAl MOTYT MPUMEHSTHCS METOIbl ACCUCTUPOBAHHOTO KAlllisl 1
AbIXaTeNbHOM (pr3HOTEpanvu, Kak v MpH APYTMX HEPBHO-MBIIIIEUHBIX 3200/IeBaHUSIX.

8. HpOTI/IBOHOKa3aHI/IH H OrpaHn4eHusA

OCHOBHYI0O OCTOPOKHOCTH Ipu peadbuiutanun nanventoB ¢ FSHD nHeo6xompumo cobmonath
MIpY YIPAXKHEHUsIX, TPEOYIOIIHMX [UIMTEILHOTO yIepKaHusl PyK B MOAHSTOM MOJOXEHUH WA 3HAYH-
TEJILHOTO COMPOTHUBIICHHUSI CO CTOPOHBI MBIIIIII TJIEUYEBOTO MOsICa.

He pekomeHay1oTCs 3aHATHSI, BBI3BIBAIOIINE BHIPAKEHHYIO 00JTb, POAOKUTETHHOE MBIILIEYHOE
yTOMJIEHHE JIHOO yXYIIIeHUe paHee JOCTYITHBIX TBHKEHHM.

[pu 3HAUMTENBLHOM HECTAOMIIBHOCTH JIOTIATOK ClIeAyeT U30eraTh HEeKOHTPOIMPYEMBIX CHUIIOBBIX
yIpaxHeHu# Haj rojoBou. [Ipu cadocTtu pasrudaresieit CTOMbI MOBBIIASTCS PUCK MAICHUI BO BpeMsI
XOABOBI TIO HEPOBHOW TTOBEPXHOCTH.
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[Tpu HemoMHOM 3aKpHITUH IJ1a3 TpeOyeTcst OPTATBMOIOTHYECcKasi OLEHKa AJIs1 TPOPUIAKTHKH
MOBPEKACHNUA POrOBULIbIL. Hanuuaue ObIXaTEJIbHbBIX HapymeHI/Iﬁ TAKX€ YUUTLIBACTCA IIPHU HA3HAYCHUN
(puznyeckux Harpy3ox.

9. PeKOMeH,[IaIII/II/I NAanUueHTy U poACTBCHHUKaM

[NarneHTam peKOMeH/IyeTCsi OPraHu30BaTh MOBCEAHEBHYIO JICATEILHOCTh TaK, YTOOBI 10 BO3-
MOHOCTH YMEHBIIIUTH HEOOXOIUMOCTb JUTUTEIFHOTO YAep:KaHUsI PYK BHIIIE YPOBHS ILIeY.

Pa3merniienne 4acto MCHONB3yeMbIX MPEAMETOB Ha YIOOHOW BBICOTE, MPUMEHEHHE OTOop IS
MpeIUIeUnil U aianTaiys padoyero MecTa MOryT 3HAYMTENILHO 0OJIeTYnTh OBITOBBIC JICHCTBUS.

[Tpu BBIpakeHHOU CTA0OCTH MUMWYECKHMX MBI U HETIOJIHOM CMBIKAaHUHM BEK HEOOXOTUMO
BBITIOJTHATh PEKOMEHIAIMHU 0(TaTbMOJIOTa MO 3aIUTe TIOBEPXHOCTH I71a3a.

PoncreeHHMKaM clielyeT YYWTBIBaTh, YTO BHEIIHE HEOOJbINAs MBIIICUHAsT CI1a00CTh MOXET
CYIIECTBEHHO 3aTPYAHATH BBIMIOJTHEHUE OT/ICNIbHBIX IefcTBUI. [ToMoIIIb JomkHA OBITh HAITpaBJieHa Ha
COXpaHEeHHE CAaMOCTOSITEIbHOCTH TMAlMEeHTa, a He Ha MOJTHOE 3aMelleHe ero aKTUBHOCTH.

[Nepuoanyeckas orneHka (PyHKIMOHAILHOTO COCTOSIHUS TIO3BOJISIET CBOEBPEMEHHO M3MEHSITh
JOMAIITHKe YIPaKHEeHUs ¥ TIOAOUPATh BCIIOMOTATEIbHbIE TTPUCTIOCOOICHU .

10. 3akiaouenue

[Tnevenonaroyno-uieBasi MpledHas guctpodus Jlanmysu-exepuna ommyaercs cBoeoo-
Pa3HBIM pacipesie/ieHeM MBIIIEYHOTO MOPaKEHHs, aCHMMETPUYHOCTHIO CUMIITOMOB M 3HAUUTEITb-
HBIMH PA3JIMUMSAMH B TEMIIAX MTPOTrPECCUPOBAHUSI.

KimoueBoi 0cOOEHHOCTBIO peabMIIUTAIIMM CTAHOBUTCS paboTa ¢ (byHKIIUE! TUIeUeBOro mosica:
COXpaHEeHHe BO3MOKHOCTH TOJIb30BAThCS PyKaMH, KOMIIEHCAITNST HECTAOMIIbHOCTH JIOTIATOK U MTPeLy-
MpexXJeHre BTOPUYHBIX HAPYIIEHUI OCAHKH.

I'paMOTHO OpraHM30BaHHAas! TIOMOIIb TO3BOJISIET COCPEAOTOUNTHLCS HA TeX ABUTATEIbHBIX (PYHK-
[IUSIX, KOTOPBIe UMEIOT HanOOoJTbIIee 3HaYEeHHE [Tl TOBCEJHEBHOM CAMOCTOSITEIbHOCTH KOHKPETHOTO
MalueHTa.

Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas mepanusi npu 2eHeMUUECKUX
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I'naBa 5. Muoronnueckas aucrpodgus Ilreitnepra

Yacme 1. Hacreocmeernvie mblueurvle 3a001e6aHUS
Muotonnueckasi quctpodus llreitnepra ( Myotonic Dystrophy Type 1 (DM1) )

1. O6mas xapakTepucTUKa 3a00JieBaHus

Muotonnueckas nuctpodus lreiiHepra — Hac/ieICTBEHHOE MYJIbTUCUCTEMHOE 3a00JIEBaHNE,
coueTaroliee MporpecCUpyoIyI0 MBIIIEYHYIO C1a00CTh C MUOTOHHEH — MaTOJIOTMYEeCKH 3aMe/|JIeH-
HBIM pacciiabJIeHUeM MBILII] [TOC/IE COKPAILEHU .

[MprunHoO¥ 3aboseBaHus SIBASETCS YBEJIMUYEHHE KOJMMYECTBA TPUHYKJICOTHIHBIX TOBTOPOB
CTG B rene DMPK, pacrnonoxenHoMm Ha 19-i1 xpomocome. HacnenoBanue ayToCOMHO-IOMMHAHT-
Hoe. B nocreyonumx nokoseHrnssx BO3MOKHO Oosiee paHHee MOSABJICHNE U YCUIIEHUE CUMIITOMOB, YTO
CBSI3aHO ¢ (DEHOMEHOM T€HETUYECKON aHTULUIIALINY.

Briiesi10T BpokIEHHYI0, AETCKYIO, KJIACCUYECKYIO B3POCIIYIO U JIETKYI0 (POPMBI 3200JI€BaHM .
TsKecTb MPOSABJIEHUI CYILIECTBEHHO Pa3IMyaeTcs.

B ommume oT MHOrMX ApPYrux MbIIEUYHBIX JucTpoduid, 6one3nsb LlTefiHepra nmopaxaer He
TOJIBKO CKEJIETHYI0O MYCKYJIaTypy, HO TaKKe Cepile, JbIXaTebHYI0, SHAOKPUHHYIO U IEHTPaJIbHYIO
HepBHYIo cuctembl. [ToaTomy peaOuuranys TpedyeT y4€Ta CUCTEMHBIX NIPOSIBJICHUI 3a00J1eBaHuUs.
PacnipoctpanénHocts MuoToHnveckon auctpoguu 1-ro tuna (DM1) 3HauuTeNnbHO pasnuyaercs
mexay pernoHamu. ITo onenke GeneReviews, cperHeMHpPOBOI NOKa3aTelb COCTaBISAET MPHOIM3HU-
tenbHO 1 cyyait Ha 20 000 yesoBeK; B OTAEIbHBIX TOMYJISLUSX 3200/IeBaHUE BCTPEYaeTCs vallie.

2. Kimanyeckasi KapTHHA

XapakTepHblid CAMIITOM — 3aTpyIHEHHEe pacciiadlieHn st KUCTH MOCIIe CHIIbHOTO cxkaTusl. [lamu-
€HT He MOXET cpa3y pa3karh Majblibl I0CJIE PYKONOXKATUSA WM yaepkaHus npeamera. [Ipu nosro-
PEHMM JBUKEHUSI MUOTOHMS MHOTA YMEHBIIAETCS — BO3HUKAET (PEHOMEH «pa30rpEBAHUSI».

MeliieyHas ¢1a00CTh YaCTO HAYMHAETCS C OUCTAJIBHBIX OTIEI0B KOHEUYHOCTENH, OCOOEHHO CTH-
Oateneil manbleB U pasrudateneit crom. [loctenmeHHO pa3BuUBaeTcst arpodusi MBI MPEATUICYHH,
KHCTEH U TOJIEHEM.

Tunuynbl ¢1aboCTh JUIEBON MYCKYIaTypbl, ITO3, U3MEHEHHEe MUMHUKHU U HAPYLICHUS aPTUKY-
s, Bo3MOKHO BOBJIEUEHHE JKeBATEIbHBIX U ITI0TATEIbHBIX MBIIIILI.

BHeckeneTHble MPOSIBIECHUS BKJIIOYAIOT HAPYIIEHUs CEPIEYHOU IMPOBOIMMOCTH, ApUTMUM,
KaTapakTy, UHCYJMHOPE3UCTEHTHOCTb, KEJIyAOYHO-KHIIEUHbIE PACCTPOMCTBA U BbIPAKEHHYIO JHEB-
HYIO COHJIUBOCTb.

[Tpu BpoxaAEHHON (hopMe HAOMIOAAIOTCS TeHEPATM30BaHHAS TUIIOTOHUS, JAbIXaTeJIbHbIE HApY-
HIEHUS U 3a[IepKKa MOTOPHOIO pa3BUTHA. [IMarHO3 MoATBEPKAAETCS MOJIEKY/ISPHO-T€HETUYECKUM
uccienoBanreM skcnancuu CTG-nosropos B rene DMPK.

3. lesn MeUIMTHCKON peadnuTaIumn

OCHOBHO¥ 3a/1aueil CTAHOBUTCSI COXPAaHEHHE MPAKTUUECKON (PYHKIMU KUCTEH U CIOCOOHOCTH
MALMEHTA BBINOJHATh TOYHBIE MOBCEAHEBHBIE ABUKEHUS] NPU COYETAHMM MBIIIEYHOW cl1abOCTH U
MHUOTOHUHU.

ITpu popmupoBaHUY IPOrPaMMBI CIIELIUAIUCT BbIIEJISET HECKOJIbKO HAIlPaBJICHUIA: YTy UllleHue
KOHTPOJIS 3aXBaTa U OTIyCKaHUs MPeAMETOB, MOJIepKaHne CUJIbl MBIIIL KOHEYHOCTEH, Npegynpe-
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KJICHUE MaJIeHUI BCIIE/ICTBHE CTA00CTH pa3rudaTesiell CTOIbI U COXpaHeHHe CIIOCOOHOCTH K CaMO00-
CITY’KUBAHUIO.

OT/e/bHBIMU 1EISIMHU SIBJISTIOTCS TTOBBIIIEHKE TIEPEHOCMMOCTH JIBUTaTeIbHOM aK THBHOCTH, TIpe-
AYNPEKICHUE PECTMPATOPHBIX OCIOKHEHUI U CBOEBPEMEHHOE BHISIBIICHUE 3aTPYTHEHHI TIPH I7I0Ta-
HUU.

PeaOuiutariioHHbIe 3a1a4M JIOJKHBI YUUTHIBATh THEBHYIO COHJIMBOCTh, KOTHUTUBHBIE OCOOEH-
HOCTH U COCTOSIHUE Cep/lia, MIOCKOJIBbKY 3TH (haKTOPBI CIIOCOOHBI CYIIIECTBEHHO BJIMATH Ha Oe3orac-
HOCTb Y pe3yJIbTaT 3aHsTUM.

4. Jleueonas pusKyIbTYpa

JI®K npu 6onesnu IllTteliHepra mMeer 0coOyi0 HampaBJIEHHOCTh: IMOMHUMO ITOJICPKAHUS
MBIIIEYHOH (PYHKIMY HEOOXOIMMO Pa3BHBaTh CIIOCOOHOCTh KOHTPOJIMPOBATh HAYAJIO U 3aBEPILCHUE
JBUKEHUS.

Jns1 KUCTel NPUMEHSIOTCS YIPaKHEHUS ¢ MATKMMU ITPeAMETaMU pa3InyHoi (popMBbl, IOCIe-
JOBaTeJIbHOE CKaThUe M pa3zkaTve TajbleB, MepekagblBaHue HEOONBIIMX TPEIMETOB U TPEHU-
POBKa KOOpAMHAIIMM 3axBara. BaxkHo n30erars MpOAOIKUTEIBHOTO MAKCUMAJIBHOTO CKaTHsI, KOTO-
pOe MOXET YCHJIMBATh 3aTPYIHEHUS TP PacCaaOIeHUH.

[NoBTOpHBIE ABMXEHM ST HEOOBIION MHTEHCMBHOCTU MHOTIA OOJIErYaioT MpOsIBJICHUSI MUOTOHUM
Onarozapsi (peHOMEHY «pas3orpeBaHus». [Ipu 3ToM HEOOXOAUMO OTIMYATh TAKOE KPaTKOBPEMEHHOE
ylyullleHre pacciadiieHust OT OOBIYHOW MBIIIEYHON YCTaOCTH.

JIJ1s1 HUKHUX KOHEYHOCTEH MCTIONB3YIOTCS YIIPAKHEHUS Ha MOJbEM NEPEIHErO OT/IeNa CTOIIH,
YCTOMYMBOCTb MPU MOBOPOTAX M MPeoosieHrne HeOombMX npenstcTBuil. [Ipu gocratounoi ¢yHk-
IIMOHATbHOM COXPAHHOCTH BO3MOXHBI I03UPOBAHHAS XOIb0a U 3aHATHS Ha BEJOTPEHAKEPE.

CTpyKTyprpOBaHHBIE a3pOOHBIE M CUIJIOBbIE TPEHUPOBKH YMEPEHHON MHTEHCUBHOCTH MOTYT
CIIOCOOCTBOBATD YJTYUIICHHUIO MBIIIEYHON (DYHKIIMH, BBIHOCJTMBOCTH MPU XOIbOE U OTJEIbHBIX IMOKa-
3aresiei KauecTsa )kHU3HU nanpeHToB ¢ DM1. Bmecte ¢ Tem nmeromuecs uccieaoBaHus OKa OrpaHu-
YeHbl TI0 00BEMY, TOITOMY MPOrpaMMy HEOOXOAUMO MOAOHPATh UHAUBUAYATLHO, TIPEIBAPUTEIHHO
OLIEHMBAsl COCTOSIHUE CEPIEYHO-COCYIUCTOM CHUCTEMBI, BBIPAKEHHOCTb YTOMIISIEMOCTH U PEaKLUIo
naruenTa Ha (pU3UUYECKyIo Harpy3Ky.

5. Maccax u annapatHas (pu3norepanusi

Maccax paccMaTpuBaeTCsl IPEUMYIIECTBEHHO KakK JOMOJHUTEIbHAS MEpa MPU COMYTCTBYIO-
X OOJIeBBIX OIIYIIEHUSIX U MBIIIIEYHOM ArickoMdopTe. Ero mpoeeneHue TpedyeT MOHUMAaHUS pa3-
JIMYUN MEXy MUOTOHMUYECKUM COKpPAICHUEM, MBIITIEYHON CIaO0CThI0 M OOBIYHBIM HAIpshKEHHEM
MBIIIILI.

[Tpu HamuMy 60JIe3HEHHOCTH JIOIMYCTUMBI MSATKHE MacCaXkKHble TeXHUKH. IHTEHCMBHOE Mexa-
HUYECKOE pa3zipakeHre U OONe3HEHHbIEe MTPUEMBI HellesiecO0Opa3Hbl, OCOOEHHO €CIIM OHH IPOBOLH-
PYIOT IJIUTEJIbHOE COKPALICHUE MBIIILI.

TENS MoXeT Ucnonb30BaThes ISl CAMIITOMATHYECKOTO 00€300JIMBAaHKS TIPU CaMOCTOSITE Th-
HBIX MOKa3aHUsAX. Bo3amoxkHOCTh npriMeHeHrnss NMES HeoOXoauMo OlleHMBaTh WHAWBUAYATBHO: €€
WCTIOJIb30BAHUE /11 KOPPEKIIMU MUOTOHUM WJIM YKPEIUIEHUS MOPaKEHHBIX MBIIIIL] HE UMEET JI0CTa-
TOYHOTO NOATBEPXkIEHUS 3(P(PEKTUBHOCTH HENOCpeACTBEHHO Ipu DMI1.

TepaneBTrUeckuil yabTpa3ByK, MH(PpaKpacHasi Teparusi 1 MarHUTOTEparusi Takke He OTHO-
CATCS K MeTo/IaM crieliipuIeckoro BO3IEUCTBU s HA MUOTOHUYECKUI MexaHu3M. VX HazHaueHue npu
COMYTCTBYIOIIEH 60U TpeOyeT OIIeHKH OXKHUIAeMOU TIOJIb3bI, IPOTUBOMOKA3aHWIA | OTPAaHUIEHHOCTH
KJIMHAYECKUX TAHHBIX.
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Oco6y10 OCTOPOKHOCTB ClieyeT COOIOIATh MPHY anMapaTHBIX MPOLeypax y MalkueHToB ¢ Kap-
AUOCTUMYJISITOpPAMH, UMITIAHTUPOBAHHBIMU JNe(PUOPUIIATOPAMHA U BBIPAKEHHBIMHU HAPYIICHUSIMU
CEpIEYHOrO PUTMA.

6. Oproneauueckasi peadnJanTANMS

Haubonee xapaktepHOW OpTOMeAMUYECKON MpoOIeMon sBIseTCsl CIadOCTh pasrudatesneit
CTOIIbI, U3-32 KOTOPOU MAIMEHT He MOKET TOJTHOLICHHO MOTHUMATD €€ TIePeTHIO YacThb P XOab0e.

B Takux ciyyasix MHIMBHIYaJIbHO MOAOMPAIOTCS T'OJEHOCTOITHBIE OPTE3bl, CIIOCOOCTBYIOIIUE
OoJiee OE30MaCHOMY TMIePEHOCY HOTHM M CHMKEHHIO PUCKA CIIOTHIKAHHMS.

[Tpu cnabocty KUCTE MOTYT MPUMEHSITHCS TTPUCTIOCOONCHUS C YTOMIEHHBIMUA PYKOSITKAMH,
O6.H€F‘IéHHbIC 6I)ITOBI)IC HWHCTPYMCHTLI U aJalITUBHBIC CPEACTBA AJIA IMUCbMa, HpI/IéMa My " JINYHOU
TUTUCHBHI.

IMonGop TEXHUYECKUX CPECTB IOJKEH YUUTHIBATH XapaKTEPHYI0 OCOOEHHOCTh OOJIE3HHU: Mally-
CHT MOXET CPAaBHHUTCJIBHO JICTKO 3aXBATUTh NPEAMET, HO UCTIBITBIBATD 3aTPYAHCHU A ITPU €TI0 6bICTpOM
OTITyCKaHUHU.

[Tpu 3HaYMTETHLHOM CHMXXEHUH MOOWIIBHOCTH PacCMaTPHUBAIOTCS BCIIOMOTATE IbHBIE CPEICTBA
MNEPEABNIKEHUA U UBSMCHCHU A IIOMaH_[HCI';I Cpe€abl.

7. ﬂbIXaTeJleaH H KapaunoJornyeckasn peaﬁnJmTauml

Hapyiienus cepneyHoii poBOAMMOCTH MTPEACTABIISIOT O/IHY M3 HanOosiee CephE3HBIX OMacHO-
creir ipu Oonesnu IlITeitHepTa 1 MOTyT BO3HMKATh JJake TIPU YMEPEHHO BBIPAKEHHOW MBIIIEYHON
crmabocTu.

[NarmeHTam HEOOXOOMMO peryJsspHOe KapAarojoruieckoe HaomoaeHue, Bkmodast DKI He pexe
ofHoro pasa B rof. [lo nokasaHusiM Ha3HAYalOT XOJTEPOBCKOE MOHUTOPUPOBAHUE, IXOKAPAMOrpa-
¢uto n gononHUTENbHBIE UcceoBaHus. [Ipy 3HAaUMMBIX HApPYIIEHUSIX TPOBOJUMOCTH MOKET MOTpe-
00BaThCs UMIUTAHTAIMS KAPIUOCTUMYJISATOPA.

JIpIxaTebHbIe PACCTPONCTBA MOTYT OBITh CBSI3aHBI CO CIA0OCTBIO ABIXATEIBHOW MYCKYJIATYPHl,
HApYIIEHUSIMU PETYJISILIMY JbIXaHUSI BO CHE U CHUKeHUEM 3(P(PEKTUBHOCTU Kalllisl.

ITpu nogo3peHrn Ha TMMOBEHTUIIALMIO IIPOBOAST UCCIIEJOBAHUE JbIXaTeIbHOM (DYHKIIMH U CHA.
I[No mokazaHusAM MPUMEHSIOTCS HEMHBA3WBHAS BEHTWIAIMS JETKMX U METOIbI TOMOIIY TPH HEHOo-
CTaTOYHO 3(P(HEKTUBHOM Kalllje.

[Tpu HapymeHusx ria0TaHus TpeOyeTcsl OLIEHKA PUCKA aCIIMpalii U yJacTHe CIeUaInCTa 1o
I[JIOTaHUIO.

8. HpOTI/IBOHOKa3aHI/IH H OrpaHn4eHusA

[Mpu mnanupoBaHny peaOWIIUTAIIMM HEOOXOOVMO YUYHMTHIBATH PUCK APUTMUM, IbIXaTETbHOM
HEOOCTAaTOYHOCTH, aCHI/IpaLII/II/I " B]:Ipa)KeHHOI;'I IIHGBHOfI COHJIMBOCTH.

Jlo KapAMoJIOornyeckoil OLEHKHU He CleAyeT Ha3HayaThb UHTEHCUBHbIE (PU3MYECKUE HArpy3Ku
IalrMcHTaM C HOIIO3PCHI/IGM Ha HapymeHI/IH HpOBO}lI/IMOCTI/I NJIN KJIMHUYECKHU 3HAYNMbIC apI/ITMI/II/I.

Oco0y10 0CTOPOKHOCTD TPEOYIOT YITPAKHEHUS C MTPOIOKUTETHBIM MAKCUMATbHBIM 3aXBaTOM
MPEeIMETOB U 3aHSTHS, BHI3BIBAIOIINE BIPAKEHHOE YCHUIIEHHEe MUOTOHUY, OOJIM WU CJTA0OCTH.

[Tpu HapyIeHUAX TIOTaHUS HEeXeNaTeJIbHO MTPOBOIUTH 3aHITHUS Cpa3y Mocje OOMIBHOTO MpH-
éMa U1K, 0OCOOEHHO B NOJIOKEHUH JIEXKA.
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Baxxabpim MEIUIWHCKUM OI'paHUYCHUEM ABJIACTCA MTOBBIIIIEHHBIN PHUCK OCJIOKHEHU M IIpHu aHC-
cre3un U cegauuu. [lepen moObIME BMENIaTeIbCTBAMK C IPUMEHEHHEM aHEeCTETUKOB HEOOXOAUMO
YBEAOMJIATh aHECTE3MoJIora 0 Hanmuuu DM1.

9. PeKOMeH,[IaIII/II/I NAanUueHTy U poACTBCHHUKaM

[ToBcenHeBHbIE JCHCTBUSI PEKOMEH/IYETCSI OPraHM30BbIBATh ¢ YYETOM BO3MOXKHOW 3a/IEPXKKH
paccnabnenust mpiii. [lareHTy HeOOXOIUMO MPEAOCTaB/IATh JOCTATOYHO BpEMEHH Ui Oe3orac-
HOT'O OTITYCKaHMS MPeMETOB, U3MEHEHHS MOJIOKEHHS TeJla M Havasia XOIbObl.

ITpu pabGote ¢ MHCTPYMEHTAMH U OBITOBBIMHU MPUOOPAMH BaXHO YUUTHIBATh BO3MOKHOCTb
HEOKUIAHHOTO 3aTPyAHEHUsI pa3kaTust KUCTH. [IpearnouTuTesIbHbl IPeIMEThI, He TpeOyIolye 1T1-
TEJILHOTO CHJIBHOTO 3aXBara.

PoncreenHrkam cnenyer oOpamarh BHUMaHUE Ha TIOSIBJIEHWE OOMOPOKOB, cepAreOneHwus,
BBIPAXKCHHOW JHEBHOM COHJIMBOCTH, MOIEPXUBAHUS TPU €/Ic U MPU3HAKOB HOUHBIX JIbIXaTEIbHBIX
HapyLIEHU.

[MarmeHTaM peKOMEHIyeTCs1 COOITIOIATh COrTTACOBAHHBIN I'pahvK KaparOJOrHIecKux 00cIien0-
BaHWI ¥ KOHTPOJMPOBATh COIMYTCTBYIOIINE SHAOKPUHHBIC HAPYIIICHHS.

ITpu BpOXAEHHBIX U AETCKHMX (popMax OOJIBIIIOE 3HAYEHUE TPUOOPETAIOT PaHHSS JBUraTe IbHaST
MOMOIIIb, JIOTOTICAUYECKIE 3aHATHS U TIOJJICPKKA OOyUCHHUS.

10. 3akiaouenue

Muotonnueckas quctpodus [lteitHepra TpedyeT 0co60ro Moaxoa, MOCKOIbKY JBUTaTeIbHbIC
HapYIIeHUsI COYETAOTCS C TIOTEHIMAIBHO CEPhE3HBIMU CUCTEMHBIMU OCTIOKHEHU SIMH.

E€ nmpuHIiunuanpHOe OTJIMYUE OT JPYrUX HACJAEICTBEHHBIX MBIIICYHBIX 3a00IeBaHUI 3aKITIO-
YaeTcsl B COUYETAHUM MPOrPECCUPYIOIIEH C1ab0CTU C HApYIIEHUEM paccIaOIeH st MBIIIIII.

B pabote peabuimrtosora BaKHO HE TOJBKO TMOIEPKHUBATH JBUTATEIIbHYI0O AKTUBHOCTh, HO
1 o0yuarh marnueHTa 0e30MmacHOMY WCIOIb30BAaHUIO KUCTEH, KOHTPOJIMPOBATh YCTOMUUBOCTh TIPU
XOIpOe ¥ YUUTHIBATH OTPAaHUYCHUSI, OOYCJIOBJIEHHBIC CEP/ICYHBIMU U JIbIXaTeIbHBIMUA HAPYIICHUSIMU.

Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas mepanusi npu 2eHeMUUECKUX
3ab01e6aHUAX
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I'naBa 6. Mbumneunas qucrpodpust Imepu-/Ipeidyca

Yacme 1. Hacreocmeernvie mblueurvle 3a001e6aHUS
Mpbimeunas aucrpocgus Imepu-/Apeiidpyca( Emery-Dreifuss Muscular Dystrophy
(EDMD) )

1. O6mas xapakTepucTuKa 3a00JieBaHusI

Msiieynaa aucrpodusa Ivepu-Lpenipyca — peaKoe HacIeICTBEHHOE HEPBHO-MBIILIEYHOE
3a00JieBaHue, AJI1 KOTOPOro XapaKTepHO COYETAaHWE PAHHUX CYCTABHBIX KOHTPAKTYp, INOCTENEHHO
Pa3BUBAIOIIEICS MBIIIIEYHOH CTA00CTH M IOPAXEHHS Cepala.

HauOonee u3BectHble reneTrueckue popmbl cBsi3aHbl ¢ u3meneHusimu renoB EMD u LMNA,
KOAMPYIOIMIMX OEJKM, YYacTBYIOLIME B TOAJEPKAHUN CTPYKTYpbl W (DYHKIMI KJIETOYHOTO S/Ipa.
Berpevatorcs X-clieruieHHble, ayTOCOMHO-I0MUHAHTHBIE U O0Jiee PeIkie ayTOCOMHO-PELECCUBHBIE
BapuaHThl HacsenoBaHus. I1o onenkam GeneReviews, COBOKyIIHas paclipOCTpaHEHHOCTb MBIILIEYHON
nuctpoduu dvepu-peiidyca cocraBnser npudmmsutensHo 1,3-2 cnyyas va 100 000 HaceneHusI.
X-cueruieHHas popma Berpevaercs pexe — okodo 0,13-0,2 cinyyad Ha 100 000 yenosek.

KnvHnueckue nposiBieHus MOTYT HAUYMHATBhCA B JETCTBE, IIPUYEM OIpPaHUYEHUE TOIBUKHO-
CTU CYCTaBOB MHOIJA CTAHOBUTCS 3aMETHBIM PaHbIIE CHVUKEHHS MBIIIEYHOU CHIIBL. TSKECTh JABUTa-
TEJILHBIX U KapAUOJIOTMYECKUX HAPYIIEHUH CYyHIECTBEHHO pa3IMvyacTCs Jaxe CpeIy POICTBEHHUKOB
C OIMHAKOBBIM T€HETUYECKUM BAPUAHTOM.

Ocobennocts EDMD 3akJmiodaercst B TOM, YTO OTHOCUTEJIbHO YMEPEHHas MbIIIEYHast CUMITTO-
MaTHKa HE MCKJIIOYAET ONACHBIX CEPIEUHBIX OCIOKHEHUM.

2. Kimanyeckasi KapTHHA

Hawnbonee xapakTepHbl KOHTPAKTYPbl JIOKTEBBIX CYCTABOB, YKOPOUEHHE aXUJUIOBBIX CYXOKMIIUI
¥ OrpaHnyeHue crudanus meu. [lalmeHTy cTaHOBUTCS TPYIHO MOJHOCTBIO Pa30THYTh PYKH, TOCTa-
BUTD IATKH HA 110J1 WM HAKJIOHUTh I'OJIOBY BIIEPELL.

MeireuHast ¢1aboCTh TEPBOHAYAIBHO HEPEAKO 3aTparMBaeT IUICYeBble OTIETbl BEPXHHX
KOHEYHOCTEH M MBbIIILBI TosieHel. Takoe pacripeesnieHre Ha3bIBaIoOT IuleuenepoHeaibHbiM. [lo3nHee
BO3MOKHO BOBJIEYEHHE MBIIII] [JIEYEBOTIO U Ta30BOTO MOSICOB.

IIpu nmporpeccupoBaHUM MOSBIAIOTCS HApYyLIEHUs MOXOIKHU, 3aTPyJHEHUs NPU MOIbEME I10
JIECTHULIE, OTPAaHUYEHUE JBHKEHUI TTO3BOHOYHMKA Y U3MEHEHHS] OCAaHKU.

CepreuHble NPOSIBJIEHUs] BKJIIOYAIOT HApYIIEHHUs IPOBOAUMOCTH, MPEICEPAHBIE U KeTYJOUKO-
BbIE APUTMHH, KapIOMHUONATHIO0. BO3MOKHBI TOOBOKPYKEHHSI, 0OOMOPOKHU M CHHKEHHUE TePEHOCH-
MOCTH Harpy3ku. ¥ HEKOTOPBIX MAllMEHTOB TSKEJble HApyLIEHUs PUTMA BO3HUKAIOT Oe3 mpejile-
CTBYIOILIMX BBIPXEHHBIX KaJI00.

JlnarHocTMKa OCHOBBIBAETCS Ha XapaKTEPHOM KJIMHMYECKOW KapTHHE, KapAHUOJIOTHYECKOM
00cIeOBaHNH ¥ MOJIEKY/ISIPHO-TEHETUYECKOM TeCTUPOBAHHUH.

3. lean MeUIMHCKON peadnJuTaumn

B ormuume ot 3abosneBaHuii, IpH KOTOPBIX BeAyIed MpoOaeMOi CTAHOBUTCS HapacTaloliast
MBlIeyHas ciaadbocts, pu EDMD nepBocTeneHHOe 3HaueHre MMeeT paHHee BbIsIBJIEHHE U OIpaHu-
YeHHUEe NOCIEeCTBUIA KOHTPAKTYpP.

OCHOBHBIMM 331a4aMH SIBJISIIOTCS:
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nof/IepkKaHre pa3ruOaHMsi IOKTEBBIX CYCTaBOB M (PYHKIIMOHATBHOM MOABUKHOCTHY TOJIEHOCTOI-
HBIX CYCTaBOB;

COXpaHeHue 6e30MacHOro 0obEMa ABMKEHHH ILIEHHOTO OT/iea TO3BOHOUHHKA;

peAynpexIeHUE HapyLLEeHU! TIOXO/IKH, CBA3AHHBIX C YKOPOUEHUEM aXUJUIOBBIX CYXOKUIINM;

HO/IepKaHKe TOCTYITHON MBIIIEYHON aKTUBHOCTH 0€3 Upe3MEepHON Harpy3Ku;

COXpaHEHUE CAMOCTOSITEIbHOCTH MPY OJIEBAHUH, XOIbOE 1 BHITIOTHEHNH OBITOBBIX EUCTBUI.

OtaenbHON 3aavyel sIBJISETCSl OpraHU3alvsl PeadWIUTAMKA C YYETOM KapauoJOrMYecKoro
pucka. [lnan qBuraresibHON akTUBHOCTU (POPMUpPYETCS MOCJIE OLIEHKU CepeYHOr (DYHKIMU U HAJIU-
YK HApyIIEHUH pUTMa.

4. Jleueonas pu3KyIbTYpa

JIOK nipu 6oneznn Imepu-Lperidyca HaUMHAETCS C OLEHKH CyCTaBHOW moasrkHOCTH. Crie-
LMAJTUCT OIpeJesisieT BbIPakKEHHOCTh KOHTPAKTYP, COCTOSIHME aXWUJUIOBBIX CYXOXKWIJIMK M XapakTep
OrpaHUYEHM S IBUKEHUN IIIEH.

OcCHOBHOE MECTO 3aHUMAIOT PETYJIIpHbIE ILASIIMe YIPAKHEHHUS Ha MOAJePKaHUEe aMIUIUTY bl
ABWXEHUH. [I7151 IOKTEBBIX CYCTAaBOB MCHOJIB3YIOTCS TUIABHOE pa3ruOaHue B AOIMYCTUMBIX Mpeesax 1
yIpakHEHUs1, HallpaBJIEHHbIE HAa COXpaHeHHe (PYHKIMOHAIBHOTO TIOJIOKEHUS PYK.

[Ipu ykopoueHnH aXuJIOBBIX CYXOKUIUNA IPUMEHSIOTCS] OCTOPOKHBIE PACTSIKEHUST MKPOHOXK-
HBIX MBIIII], JBMKEHHUSI CTOMBl B HANIPABJIICHUU THUIBHOTO CTMOAHUS M YIPaXHEHUs] C KOHTPOJIEM
Oropbl Ha NATKY. Harpy3ka He Jo/kKHa MPOBOIMPOBATH OOJb WIIM TPABMUPOBAHUE CYXOKHITHA.

[Tpu orpaHyYeHNH TOABMKHOCTH IIIEM BHITIOJHSIOTCS MATKHE aKTHBHBIE ABKEHHUS B Oe3ormac-
HOll ammuntyge. PopcupoBaHHOE CriOaHNe U MaHyaJIbHblE BO3JEHCTBUS C PE3KUM YCHJIMEM HEJlo-
ITyCTUMBI.

IMocne kapauoJIOrMYecKOl OLEHKM IMpOorpamMMa MOXKET BKJIIOYATh JO3MPOBAHHYIO XOAbOY,
yIpaXXHEHUs C HEOONBIIUM CONPOTUBIICHUEM M 3aHATHS B Boje. [Ipy BbIpaKEHHBIX KOHTPAKTY-
pax TMAPOKMHE30Tepanusi MO3BOJISIET BBIIONHATh ABMKEHUSI B YCJIOBUSIX YMEHBIIEHHOM OCEBOW
Harpys3KHu.

[NockonpKy AaHHBIE 00 ONTUMAJIBHOW WHTEHCHMBHOCTH TPEHHPOBOK HETOCPEICTBEHHO TPH
EDMD orpanuyensl, ClieHUaIACT OPUEHTUPYETCH HA UHIUBUAYAJIBHYIO IIEPEHOCUMOCTD, Ka4eCTBO
JBUKEHUI U COCTOSIHUE CEPIEYHO-COCYIUCTON CUCTEMBI.

5. Maccax u annapatHas (pu3norepanusi

[Tpu EDMD maccax MOXeT MPUMEHSThCSI 15 00JIerYeH s COMyTCTBYIONIETO MBIIIEYHOTO JIHC-
KoMpopTa, 0COOEHHO B YUYaCTKaX KOMIIEHCATOPHOTO NepeHAINpsiKeHHs1, BO3HUKAIOIIETO U3-3a orpa-
HUYEHHOM CYCTaBHOM MOJBUKHOCTH.

[Ipennourenre OTAAETCS MOBEPXHOCTHBIM U YMEPEHHBIM TEXHUKAM BO3JEWCTBUSI HA MSTKHE
TKaHu. CrielyeT y4YuThIBaTh, YTO C(OOPMUPOBABILUECS CTPYKTYPHbIE KOHTPAKTYPbI HEJIb3sl YCTPAHUTD
VMHTEHCUBHBIM Pa3MUHAHUEM WJIM MEXAHUYECKUM PACTSKEHUEM.

[Tpu Hamumu OONEBBIX CHMHAPOMOB BO3MOKHOCTH mpumeneHusi TENS paccmarpuBaercs ¢
y4€TOM Kapauosiornyeckoro cratyca naipeHta. NMES He siBiisieTcsi OCHOBHBIM METOIOM KOPPEKIIMU
KOHTPAKTYD; 11eIeCO00Pa3HOCTh CTUMYJISIIUK OTACIBHBIX MBIIIEYHBIX TPYI TPeOyeT Crieluain3u-
POBAHHOM OIIEHKHU.

WudpakpacHas tepanusi U TepaneBTHUECKU YIbTPa3BYK MOTYT OOCYKIAThCs IPU CaMOCTO-
SITEJTBHBIX CUMITTOMAaTMUYECKUX TMOKa3aHMX, OIHAKO OHM HE MMEIOT yOeOUTEIbHBIX JI0KAa3aTesIbCTB
apdexTrBHOCTH HenocpencTBeHHO pu EDMD. AHanornyabiM 00pa3oM OLIEHUBAETCSl MArHUTOTe-
panus.

32



B. Manenxuit. «PU3NYECKAS TEPAIINA ITPU TEHETUYECKINX 3ABOJIEBAHUAX»

Ocoboro BHMMaHUsI TpeOYIOT MAIMEHTHl C YCTAHOBJIEHHBIMH KapAMOCTHMYJISITOPAMU WM
MMIUTAaHTUPOBAaHHBIMU AepuOpminisitopamu. [IpuMeHeHre IeKTPOCTUMYIISALIUK U JIEKTPOMArHuT-
HBIX [TPOLEYP BO3MOKHO TOJIBKO OC/IE TPOBEPKH COBMECTUMOCTHU C UMILJIAHTUPOBAHHBIM YCTPOIl-
CTBOM U COITIACOBAHMSA C KapAUOJIOTOM.

6. Oproneauueckasi peaduJanTANMS

Opronennyeckas nomoips npu EDMD nHanpasieHa npex/ie Bcero Ha yrpasJjeHUEe KOHTpak-
TypaMH, CHOCOOHBIMH CYIIECTBEHHO OI'PaHUYMBATh JABUTATENIbHYIO (DYHKIIMIO Jake MPU COXPAHHOM
MBIILIEYHOH CHJIE.

Ha pannux stanax paccMaTprBaeTcsi IpUMEHEHNEe MHANBUAYAIbHBIX OPTE30B, 00eCeYrBalo-
IMX (PyHKIIMOHATIBHOE TOJIOKEHHUE CTOMbI U MOLAEPKUBAIOIIMX JOCTYITHYIO aMIUIATYy ABUKEHUIA.

[Tpu BhIpaXXEHHOM YKOPOUYEHHMH aXUIIJIOBBIX CYXOXKHUIMIA MOXKET OOCYKIAThCsl XUPYpPruuecKast
Koppekuus. PelieHne npuHUMaeTcsi ¢ y4€ToM COCTOSIHUS MBIIIL, TOXOJKH, CTETIeHH AedopMaliuu 1
BO3MOKHOTIO BJIMSTHUS OIIEpaliii Ha YCTOMYMBOCTD MALIMEHTA.

KoHTpakTyphl JOKTEBBIX CYCTaBOB TPEOYIOT OT/AEIBHON OLIEHKH, TIOCKOJIbKY OrpaHUYEHHE pa3-
ruOaHus 3aTPyIHSET BBIMOJIHEHWE OBITOBBIX JeicTBUi. OpTe3rpoBaHe U XUPYPruueckre BMella-
TEJIbCTBA HE BCET/Ia MO3BOJISIIOT IOOUTHCSI CTOWKOTO BOCCTAHOBJIEHHSI TTOIBUKHOCTH.

[Tpu purnaHOCTH MO3BOHOYHMKA M OTPAHUYEHHHU IBMKEHUH 1Ied He0OXOOMMO KOHTPOJIMPO-
BaTh OCAHKY U MOAOHPATh yIOOHOE MONIOXKEeHHe JIIsl padOThI, OTIbIXA U CHA.

[Nepen oproneauueckuMu onepanusMu 0Osi3aTesIbHa OIIEHKA KapAMOJIOrMYEeCKOro M aHecTe-
3MOJIOTUYECKOTO PUCKA.

7. ﬂbIXaTeJleaH H KapauoJornyeckasna peaﬁnJmTauml

[Topaxenue cepaua npu EDMD nipencraBisieT caMOCTOSATENIbHYIO KJIIMHUYECKYIO YTPO3y U HE
BCET/Ia COOTBETCTBYET BBIPAKEHHOCTH MBIIIIEYHON CTA00CTH.

CornacHo GeneReviews, oOceoBaHue JI07KHO BKJI0YaTh KT, XonTepoBckoe MOHUTOPUPO-
BaHUE 1 3XOKapAarorpaduio He pexe OHOro pasa B rof. [1pu BbIsBIIeHUM HAPYIIEHUI TPOBOAUMOCTH
WJTA KapIUOMHOMATUH YacTOTY HAOJIOIEHUS YBETMYUBAIOT.

VYV OTHeNbHBIX MAIMEHTOB TPeOyeTcs WMIUIAHTAIMS KapAUOCTUMY/IATOpPA WM KapauoBep-
Tepa-nedpudpwaTopa. [Ipu HEKOTOpHIX reHeTrYeckux (popmax, ocoOeHHO cBsi3aHHBIX ¢ LMNA,
PVICK OTIACHBIX KETYJOYKOBBIX ADUTMUI COXPAHSIETCS Jake TOCIIe YCTAHOBKM OOBIYHOTO KapAUOCTH-
MYJIATOpA.

[Toatomy ponyck K (pU3NYECKUM TPEHHUPOBKAM JIOJIKEH YUUTHIBATh 3aKJII0UEHUE KapAroJiora,
a Mpu HeOOXOIUMOCTH — APUTMOJIOTA.

JpixatenpHas (PyHKIMS MOKET YXY/IIAThCs BCTISACTBUE CIIA00CTH ABIXATeIbHBIX MBIIII M OTPa-
HUYEHHOU MOJIBMXHOCTU I'PYAHON KieTKU. [Ipy HOpMasbHBIX MOKa3aTesIsax ucciieioBaHue (pyHKIMU
BHEIITHETO JIbIXaHUSI PEKOMEHIYETCsl TIOBTOPSATh KaxK/Ible JABA-TPH rojia, NP BBISBJIECHHBIX HapyIle-
HUSIX — HE pexke eXKEerogHoro KOHTPOJIs.

[Tpu apIxaTeabHON HEJOCTATOUHOCTH MPUMEHSIIOTCS CIIEIMAIM3UPOBAHHbBIE METO/IbI peCIUpa-
TOPHOM MOJIEPKKH, BKJIIOUAsi HEMHBA3UBHYIO0 BEHTUISILIUIO U TIOMOIIb ITPH HEI(P(MEKTUBHOM Kalllie.

8. HpOTI/IBOHOKa3aHI/IH H OrpaHn4eHuA

I'naBHOe orpanunuenue npu EDMD cBs3aHO ¢ pUCKOM CEPbEZHBIX CEPAEYHBIX OCJIOKHEHUN.
[MareHTaM C HEOLIEHEHHBIMU HAPYIIEHUSIMH PUTMA, OOMOPOKAaMM WJIM IOJI03PEHHEM Ha Kapauo-
MHOMNATHIO MHTEHCUBHbIE TPEHUPOBKH HE HA3HAYAIOTCS [0 CHIEHUATM3MPOBAHHOTO 0OC/IEIOBAHHUS.
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[Tpu paboTe ¢ KOHTPAKTypaMH HEIOMYCTHUMbI pe3KHe MAaHUITYJISIIIUN, HACUJIbCTBEHHOE Pa3ru-
OaHMe JIOKTe! ¥ Ype3MEpHOE PACTSKEHUE aXUIIOBBIX CyXOXKUJIHM.

BripaxkeHHass pUrHIHOCTh IIEHHOTO OTIeNa MO3BOHOYHMKA TpeOyeT 0coOOM OCTOPOKHOCTH
MIpY TIepeMEeIeHUH MallMeHTa, YKJIaIKe Ha MPOLeAyPHBINA CTON M MTPOBEACHUH (PU3MOTEepaIiu.

[Tpu nosiBieHnu cepriieOneHsi, mpegoOMOPOYHOTO COCTOSIHUS, 00N B TPYIM M HEOOBIYHOM
OJIBIIIIKY 3aHSATHE HEME]JIEHHO MPEeKPaIlaeTcsl ¢ MOCeyIomeld MeIUIIMHCKON OLIEHKOM.

Hannume UMIuIaHTUPOBAaHHBIX CEPAECYHBIX YCTPOKMCTB YUMTHIBAETCS IPU BHIOOPE arllapaTHbIX
npouenyp. [lepen omepaTMBHBIMEM BMeIIaTeIbCTBAMU HEOOXOAMMBI KapaUOJOTMYecKasl OleHKa U
VHIMBHIYaJIbHOE TJIAHMPOBAaHKE aHECTE3HOJIOTMUYECKOro 00eCieyeHusI.

9. PeKOMeH,[IaIII/II/I NAanUuEeHTy U poACTBCHHUKaM

[NanmenTam BaxHO OOBSCHUTD, YTO KOHTPAKTYphI Tpu EDMD MoryT pa3BuBathCst 3310510 J10
3HAUUTENILHOTO YMEHBIIIEHUSI MBIIIEYHO! cuitbl. [109TOMY peryisipHasi OLleHKa CyCTaBHOM TOIBHIK-
HOCTH HEOOXOJMMA JIaKe TIPY COXPAHHOW CaMOCTOSITESTBHOM XOIbOe.

JloMarHue yrpakHeHHs JOJKHBI COOTBETCTBOBATh PEKOMEH/IAIMSIM CTIEIIUAIMCTA U BBITIOJ-
HATBbCS 0e3 (hOpCUpPOBAHHOTO pacTsikeHusi. Ocoboe BHUMaHKE YIAETSIOT MOJO0KEHHIO CTOTI, BO3MOK-
HOCTH pa3rudaTh JIOKTU U yIOOCTBY JBMKEHHHM IIIEH.

PoncTBeHHMKaM peKoMeHyeTcsl HaOmoaaTh 3a M3MEHEHUIMU TIOXOKH, TIOSIBICHUEM XOIbObI
Ha HOCKaX, 3aTPyAHEHUsIMH TP OJEBAHUU U OT'paHUYEHHEM TIOBOPOTOB T'OJIOBHI.

He MeHee BakHO pacrio3HaBaTh MPU3HAKK BO3MOKHOTO TOpaxkeHus cepaa. OOMopoku, BHE-
3anmHoe cepaneOreHre U HeoObCHUMOE CHIKEHUE TIePeHOCUMOCTH TPUBBIYHOW aKTMBHOCTU Tpe-
OyI0T MEIUITUHCKOTO 00CIIeIOBAHUSI.

[NockonpKy 3a00sieBaHNe HACAEACTBEHHOE, POJCTBEHHUKAM MallieHTa MOXET ObITh PEKOMEH-
JOBAHO MEIUKO-TeHETUIECKOe KOHCYIbTUPOBAHUE W, TIPY HATMYMY TIOKA3aHUM, KApAHOIOTMUECKHUit
CKPUHHMHT.

10. 3akiaouenue

Mbiieuynas quctpodpusi Imepu-Ipeiidyca OTIMYaeTCs XapaKTEpHbIM COYETAaHWEM PaHHUX
KOHTPAKTYD, TUIeUeriepOHeaTbHON MBIIIEYHOM CIA00CTH U TIOTEHIIMAIBHO OTTACHBIX CEPICYHBIX HAPY-
HICHUI.

[MpakTrueckast 0COOEHHOCTh peadUIUTALIN 3aKJII0YAETCsI B HEOOXOAMMOCTH HAYMHATH ITPOpU-
JIAKTUKY JIBUraTeJIbHBIX OIPaHUYEHUH €II€ 10 MOSABJIEHUS BbIPAXKEHHOU MblllieuHoU aTtpoduu. [Tpu
9TOM COCTOSIHME CepIIa ONpeAesieT JOMyCTUMbIE IPAHUIIBI (PU3HMUECKON aKTUBHOCTH.

VenemHas opraHu3amys MOMOIIY TpeOyeT COrJIacOBaHHOW pabOThl peabWIUTONOra, HeBpPO-
JIora, OpTONeaa U KapIuoJiora, MOCKOJIbKY COXpaHeHUe CYCTaBHOM TOIBMKHOCTH U TIPEyTIPek ICHUE
KapAMOJIOTHUECKUX OCJIOKHEHHH SIBJISIIOTCS B3AMMOIOTIOMHSIOIMME, HO CAaMOCTOSITEIbHBIMU 3a/1a-
YaMmHu.

Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas mepanusi npu 2eHeMUUECKUX
3ab01e6aHUAX
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I'naBa 7. CnmnajibHass mpimeuHasi atrpodgusi (CMA)

Yacmo II. Hacredcmeentivle 3a001e8aHUSI HEPBHOT CUCTEMbL
CnunanbHas mbimeunas arpogusi (CMA) (Spinal Muscular Atrophy (SMA) )

1. O6mas xapakTepucTUKa 3a00JieBaHus

CnuHasnpHasg MbllleyHasi aTpousi — HAC/IEICTBEHHOE HEPBHO-MBILIEYHOE 3a00/eBaHue,
XapaKTEpU3YIOILEECs MMOPAKEHUEM [IBUTATEIbHBIX HEMPOHOB MEPEJHUX POrOB CIIMHHOTO MO3ra U
MIPOrPECCUPYIONIMM Pa3BUTHEM MBIIIEYHON CIa00CTH U aTpouu.

Haubonee pacnpoctpanena 5q-CMA, oOyciioBieHHasi OuasuiebHBIMU TTaTOT€HHBIMHA M3Me-
HeHusamu reda SMN1, pacniosoxkeHHOro Ha nsATon xpomocome. HacnenoBanue nperMMyIiecTBEHHO
ayTocoMHo-pernecciBHoe. ['eH SMN2 yacTnyHO KOMIeHcHpyeT Hegoctatok Oenka SMN, mpuuém
KOJIMYECTBO €ro KOMWH BIMSIET Ha TSUKECTh 3a00JeBaHMsI, XOTS HE MO3BOJSAET TOYHO MpencKas3aTh
VH/IMBU/1yaJIbHOE TEYEHHE.

Yacrora poxaenus gerei ¢ 5q-CMA, 1o pa3iInyHbIM 311 IEMHOJIOTMYECKMM OLICHKAM, COCTaB-
JsieT nprOIM3UTENbHO ofuH cnydail Ha 6 000—12 000 xuBopoxkaenuii. [Tokasarenu MoryT pasiu-
4yarbCsA B 3aBUCUMOCTH OT UCCIIEAYEMOW NOMYJIALINN.

TpaAuLIMOHHO BBIIEAIOT NATh KJIMHUYECKUX TUIIOB — OT NpeHaTaabHoro (tum 0) 1o B3poc-
aoro (tun IV). OgHako coBpeMeHHas MaToreHeTH4ecKas Tepanusl MEHSAET €CTECTBEHHOE TEUEHHE
©0J1e3HH, TIO3TOMY NIPH TUIAHMPOBAHWY peabWINTalK BCE OoJblliee 3HAYEHHE MTpruodpeTaeT (hakTu-
YECKUU JBUTaTEIbHBIN CTATyC MalUeHTa.

2. Kimanyeckasi KapTHHA

OcnoBHbIM TiposiBieHneM CMA sBIisieTCsl CUMMETpPUYHAsl MblllleyHast clabocTh, OOBIYHO
OoJiee BhIpaXkK€HHAsI B MPOKCUMAJIBHBIX OT/IE/IaX KOHEYHOCTEH. XapaKTepHbl CHUKEHUE MBIIIIEYHOTO
TOHYCa, oc/abIeHue CyXOKUIbHBIX pedpIeKCOB U OrpaHUUYEHNe ABUrATeIbHOW aKTUBHOCTH.

ITpu CMA 1 trmna peGEHOK He TprUoOpeTaeT CaMOCTOSTEILHOTO CHJICHUsT O3 JICUSHUST; PaHO
Pa3BUBAIOTCS BbIpaKeHHAs! TUTIOTOHMS, 3aTPYIHEHUsI KOPMJICHUSI U JIbIXaTeJIbHble HAPYILEeHUSI.

ITpu CMA 1I Tuna narmeHT cnocodoeH CaMOCTOSITENILHO CH/IETh, HO OOBIYHO He MPHOOpeTaeT
CaMOCTOATENILHON XOIbObl. YacTo (hopMUPYIOTCS CKOJMO3, KOHTPAKTYPHI U JehopMauu rpyaHon
KJIETKH.

[Tpu CMA III Tuna camocrosiTenbHast X0Ab0a MepBOHAYATBLHO COXPaHEHa, OJJHAKO CO BpeMEHeM
MOTYT HOSIBJISITHCSI TPYIHOCTH IPHU BCTABAHUU, TOABEME M0 JIECTHULIE U AJTUTETLHOM TepeIBUKEHUH.

CMA 1V Tuna oOsI9HO TPOSIBISAETCS BO B3POCIOM BO3PACTE U XapaKTEPU3YeTCsl CPABHUTEILHO
Me/IJIEHHBIM MPOrPECCUPOBAHUEM.

UyBCTBUTENIBHOCTh, KaK MpPaBWJIO, cOXpaHseTcs. JlMarHo3 MOATBEPXKIAETCS MOJEKY-
JsipHO-TeHeThnYecKuM rcciietoBanreM SMN1 ¢ onpenenenrieM uucia kornud SMN2.

3. lesn MeUIMTHCKON peadnuTaIumn

PeaOwurarmonnas nporpamMa npu CMA onpezensiercss He CTOIbKO (hOpMasibHBIM THUIIOM
3a200JIeBaHU, CKOJIBKO TEKYLMMU JIBUTATeIbHBIMU BO3MOKHOCTSIMU TALIMEHTA.

OCHOBHBIE 331241 BKJIIOYAIOT:

nojiAepkaHue JOCTUTHYTBIX JIBUTaTeSIbHBIX HABBIKOB M COAECWCTBUE MPHOOPETEHUIO HOBBIX Ha
(boHE MaTOreHeTYECKOoro JeYeH!s;
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NPO(UIAKTUKY KOHTPAKTYP, JedopMaliiii IO3BOHOYHMKA U OCJIOKHEHUH JJIMTEIbHOTO CUjle-
HUS;

coxpaHeHue (PYHKITMOHAILHBIX BO3MOKHOCTEN BEPXHUX KOHEYHOCTEH;

yJIy4lIeHUe KOHTPOJIS TOJIOBBI, YCTOMUMBOCTH TYJIOBUILA U PABHOBECHS;

obecrnieyeHne 6E30MacHOTO MEPEABMKEHUST U MAaKCUMAJIBHOW CaMOCTOSITENTBHOCTH;

NpO(PUIAKTUKY JIBIXaTEJIbHBIX OCJIOKHEHUT.

OcobeHHO BaKHO OOBEKTHBHO OIIEHMBATh TUHAMHKY COCTOSIHHSA. [[JIsl 3TOro mprMeHsIoTcs
crieranu3upoBanHble mkaisl, Bkmodass CHOP INTEND, HFMSE u RULM, BbIO0Op KOTOPBIX 3aBH-
CHUT OT BO3pacTa M JBUraTeIbHOTO CTaTyca MalyeHTa.

Pesynbrar peabumtaiiuy OIlieHUBAETCS IO U3MEHEHHSIM KOHKPETHBIX HABBIKOB, a HE TOJBKO
I10 YBEJIMYEHUIO MbILLIEYHOMN CUJIbI.

4. Jleueonas pusKyIbTYpa

[Mpu CMA neveGHasi (PU3KYJIbTYpa CTPOUTCSA C YUETOM TPEX (DYHKIMOHAIIBHBIX KaTErOpHil
MAlMEHTOB: HE CIIOCOOHBIX CAMOCTOSITENIBHO CUAETh, CIIOCOOHBIX CHIETh U CIOCOOHBIX XO/UTb.

VY nanmeHToB, He CHOCOOHBIX CHIETh, OCHOBHOE BHUMAaHHE YAENsIeTCs MPaBUIbHOMY MO3U-
LIMOHUPOBAHUIO, MOJJIEPKKE T'OJIOBB U TYJIOBMILA, COXPAHEHUIO MOABUKHOCTU CYCTaBOB M CO3[a-
HUIO YCJIOBUM JIJIS1 JOCTYITHOM CaMOCTOSITEJIbHOW aKTUBHOCTU. [IpMMEHSIOTCS MATKUE MaCCUBHBIE U
aKTUBHO-aCCUCTUPOBAHHbBIE JIBIKEHUs, O€30I1acCHOEe 3MEHEHHE TTOIOXKEeHUS Tela.

VY nanmeHToB, CHOCOOHBIX CHETh, MTPOrpaMMa BKIIIOYAET YIpaXHEHUs Ha yAepKaHUe paBHO-
BECHS B TIOJIOKEHUU CUJIs1, KOHTPOJIb MOJIOKEHUS Ta3a, (DYHKIMOHAJIBHBIE IBMKEHUS PyKaMU U Tiepe-
Hoc Beca Tesa. [Io moka3zaHMsAM HUCIOJb3YIOTCSl BEPTUKAIN3AaTOPhl U alallTUPOBAaHHbIE YCTPOMCTBA
IJ1s IOAJIEP)KAHUS CTOSIHUSA.

VY X0ons4MX MalMeHToB MPUMEHSIIOTCS] TPEHUPOBKA BCTABaHMsI, TO3UPOBAHHAS XOIb0a, YIIpaK-
HEHUsI Ha PAaBHOBECHE U MPEOOJIeHre HEOONBIINX MPEATCTBUA. YMepeHHbIe a9pOOHbIEe HArpy3KH
JOMYCTUMBI ITPU JOCTaTOYHOW NIEPEHOCUMOCTH.

Oco6oro BHUMaHMSI 3aCTyKUBAIOT JETH, MOIYyYalOIIUe TAaTOTeHeTUYECKYI0 TePaIuIo: yBelInye-
HHE JIBUraTeIbHBIX BO3MOXKHOCTEN TpeOyeT nepecMoTpa NpekKHUX (DYHKIIMOHAIBHBIX OTPaHUYECHUI
Y TIOCTAHOBKU HOBBIX peaOMIMTAIIMOHHBIX LIEJIeH.

MHTeHCcHBHOCTD yIpakHEHUH J10JKHA COOTBETCTBOBATh OCTATOYHBIM JIBUIATEJIbHBIM BO3MOX-
HOCTSIM U HE NPUBOJUTH K BbIPAXKEHHOMY MCTOILEHHMIO.

5. Maccax u annapatHas (pu3norepanusi

Maccax npu CMA MOXeT pUMEHSITbCS JUIsl YMEHbIIIEHUsI COMYTCTBYIONIEro auckoMdopTa,
oOJieryeHurs yxojia v yinydllleHrs IEpeHOCUMOCTH MO3UIIMOHUPOBAHUS.

V nanueHToB ¢ BbIpak€HHOI MBIILIEYHOW aTpoUel NCIONb3YIOTCS IPEUMYILECTBEHHO MSTKHE
TeXHUKU. IHTEHCUBHOE pa3sMUHaHKE OCTa0JeHHBIX MBI He 00ECTIeunBaET BOCCTAHOBIICHUS MOTO-
HEMPOHOB U HE JOJIKHO pacCMaTpUBAThCS KaK METO[] YBEJIMUYEHHUsI MBIIIEYHON MACCHI.

TENS mosxeT 00Cy:KAaThCs P OTAEBHBIX COIMYTCTBYIOIIMX OOJEBBIX CHHIPOMAX, HalIpUMep
CBSI3aHHBIX C JUIMTEJIbHBIM CUIECHUEM WJIM OPTONEAUUECKUMU OCJIOKHEHUSMMU.

[Mpumenenne NMES tpedyer ocoboii ocropoxnoctu. [Tockonbky pu CMA umeetcs nopa-
’K€HHE HUKHETO MOTOHEIPOHA U JIeHEepBallvs MBIIIEYHBIX BOJIOKOH, 3((PEKTUBHOCTh CTaHAAPTHBIX
PEKMMOB HEPBHO-MBIIIEYHOM IEKTPOCTUMYJISIIIAM MOKET OBITh OrpaHIUEHa.

TeparneBTUUECKUil YJIbTPa3ByK, MH(paKpacHasl Tepanusi U MarHUTOTeparusi He OOlaJaioT
JOKa3aHHBIM BiMsiHMEM Ha TeyeHne CMA. VX ncnosip30BaHue NMPU CaMOCTOSITENIbHBIX CUMIITOMATH-
YECKMX MOKA3aHUAX HE JOKHO 3aMEHSTh IBUTaTE/IbHbIE 3aHATHS, TO3UIMOHUPOBAHUE U pecrnupa-
TOPHYIO MOIEPKKY.
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6. OpToneauueckas u (PyHKIMOHAJbLHAS PeaduInTanusI

Opronennyeckass nomoip mpu CMA nmMeeT ocodoe 3HaYeHUE BCIIE/ICTBHE BHICOKOW BEpOST-
HOCTH Pa3BUTHS CKOJIO3a, KOHTPAKTYP M HECTAOMIBHOCTH Ta300eIPeHHBIX CYCTaBOB.

V manueHToB, UTUTENTBHO HAXOMAIIMXCS B TIOJOKEHUH CUMsS, HEOOXOIMMO KOHTPOJIMPOBAThH
TMOJIOKEeHUE Ta3a, CAMMETPHIO TYJIOBUINA M COCTOSTHUE TO3BOHOUHUKA.

NupuBuyanbHble Kpecia-KOMSICKH C TIOIEPKKON TYJIOBHIIA, TIOATOJIOBHUKAMY U CPE/ICTBAMU
MO3WIIMOHUPOBAHKS TTO3BOJISIOT MOBBICUTh YCTOWYMBOCTh M PACIIUPUTH BO3MOXKHOCTH CaAMOCTOSI-
TEJIbHOM JIeSITeJIbHOCTH.

[To mokazaHUsIM MPUMEHSIIOTCS OPTe3bl, BEPTUKAIU3ATOPBI M MPUCIIOCOONICHUS ISl TIepeMe-
meHus1. [Ipu BepakeHHBIX e opMaIisax MO3BOHOYHUKA MOXKET pacCMaTPUBATLCS XUPYPruUecKoe
JledeHre ¢ 00s3aTeTbHOM OLIEHKOM JIbIXaTeIbHBIX PHCKOB.

dyHKIMOHABHAS peabUIUTALIMS BKITIOYaeT 00yUYeHUe UCTIOb30BAHUIO TOCTYITHBIX JBHIKCHUT
PYK, ajanrtaruio pabodero Mecra u nmogoop yCTpONCTB albTEPHATUBHOTO YITPABJICHU ST TEXHUKOM.

Baxnas 3aaua crienuaiucta — He OrpaHMYMBaThCs KOppeKuuen aedopMaluii, a co3iaBarh
YCIJIOBUS JISl YIaCTHS MalieHTa B yuéoe, OOIEeHUN 1 MIOBCEHEBHOM KU3HHU.

7. Peaﬁl/mnTam/m npu CAUCTEMHBIX H COMMYTCTBYIOIIINX HAPYIICHUAX

Hawubonee cepbésnbie comytcTByomuye mpodnemsl ipu CMA cBs3aHBI C JbIXaTeIbHON HEI0-
CTaTOYHOCTHIO, OCJIA0JICHNEeM KallljIsl ¥ HAPYIICHUIMU TJIOTaHHUSI.

Cnabocth MeKpEOEPHBIX MBIIII OIPAHUYMBAET IKCKYPCHIO IPYIHON KjeTku. [Ipu BbipaskeH-
HBIX (popmax 3a00eBaHus AbIXaHWE B 3HAYUTETIHLHON CTENeHu oOecreunBaeTcsl quadparmon, 4to
MOJKET COIPOBOKAATHCS NAPATOKCAIBHBIMU JABUKEHUSMU T'PYAHON KJIETKU.

PecrimpatopHoe HaOo/IeHre BKIIIOYAET OLIEHKY 3(P(PEKTUBHOCTH KallUisl, BEHTHJISLIUM JIETKUX
Y TIPU3HAKOB HOYHOM T'MNOBEHTWIIALIMY. [10 MOKa3aHUsAM NPUMEHSIOTCS MEXaHU4YeCKast TIOMOIIb TPH
Kallljle ¥ HeMHBA3WBHAsI BEHTUJISIINS.

Hapyienus rnotanus TpedyioT OLeHKH O€30MaCHOCTH MUTAHMS], TIOCKOJIbKY aCIIMPALIKsI TOBbI-
IIaeT PUCK MH(PEKIMOHHBIX OCI0XKHEHUM. [1py HerocTaTOUHOM MOCTYIUIEHUHU THUIIM MOXET MOTpe-
O0BaThCs CrEIMATN3MPOBAHHAS] HyTPUTUBHAS TTOAICPKKA.

CospemenHoe JjieueHne 5q-CMA BKJIIOYaeT HYCUHEPCEH, PUCAUILIAM U T€HO3aMECTUTEIIbHYIO
TEepaImio OHACEMHOTEHOM a0eTapBOBEKOM Yy MAIEHTOB, COOTBETCTBYIOIMX YCTAHOBJICHHBIM TOKa-
3aHUSAM. DTU METO/Ibl U3MEHSIOT ECTECTBEHHOE TeUeHHe 3a00JIeBaHMs, OMHAKO HE YCTPAHSIOT HE0O-
XOAMMOCTH JIJTUTESIBHOTO PeabMIUTAIIMIOHHOTO COMTPOBOKICHHUS.

8. HpOTI/IBOHOKa3aHI/IH H OrpaHn4eHusA

[Mpu peabunmuranmy nanmeHToB ¢ CMA HeoOXOAMMO TpEeXAe BCEro YUYUTHIBATH CTETEHb
MBIIIEYHOH ¢1a00CTH, IBIXaTeNIbHBIN pe3epB M BBIPAKEHHOCTb OPTOIEJMUECKUX HAPYIICHUH.

Henomnyctumel ynpaxkHeHHs, BbI3BIBAIOIINE BbIPAKEHHOE WCTOLLEHUE, YXYALIEHUE JIbIXaHUSs
WX IPOJOIKUTENIHOE CHUKEHUE JIBUraTeIbHOM aKTUBHOCTH T1OCTIE 3aHATHUS.

[Tpu BbIpaskeHHOM OcCTeornopo3se, AedopMalusx MO3BOHOUHMKA U HECTAOMIIBHOCTH CYCTaBOB
cieayeT u30eratb TPABMUPYIOIIMX MAHUMY/ISAIMIA M HEKOHTPOJIUPYEMOW OCEBOM Harpy3KH.

Beprukanuzaiys npoBOAUTCS € OLIEHKOW MIEPEHOCUMOCTH TOJIOKEHUS CTOs1, COCTOSIHUS CyCTa-
BOB U PUCKa Ma/ICHUM.

ITpu octpoii pecriupaTtopHOit MH(PEKLIMH, BBIPAKEHHOM 3aTPYAHEHUU JIbIXaHUS WM IPU3HAKaX
TUMOBEHTUIISLIMY JBUTATEIbHYIO IIPOrpaMMy HEOOXOIMMO TEPECMOTPETb.
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Ocoboe BHIMaHKE TpeOyeTcst TPY HAPYIIEHHUX TJIOTAHUS W MOBBIIIIEHHOM PUCKE acIIMpAIIvH.
9. PekoMeHJallMi NALMEHTY M POJACTBEHHHKAM

PonctBeHHrKaM HEOOXOOMMO OOBSCHUTH, YTO I(PPEKTUBHOCTD JOMAITHEN peaduIUTAlUuH
orpeessieTcss He KOJIMYeCTBOM NOBTOPEHUH YIIPaKHEHUM, a UX COOTBETCTBUEM (DYHKLIMOHAIBHOMY
COCTOSTHMIO MallUeHTa.

V neteii ¢ BhIpaXeHHOH C1a00CThI0 BXKHO PEryJIsiPHO U3MEHSTh TMOJIOKEHUE Tesla, KOHTPOJIHU-
POBaTh COCTOSIHME KOXKHM M 0OecrieunBaTh KOM(OPTHOE MO3MIIMOHMPOBAHKUE TOJIOBbI, TYJIOBHUILA U
KOHEYHOCTEH.

[NatmenTam, COCOOHBIM CHJIETh, CIIEAYET CO3[aBaTh YCIOBHUS JJISl CAMOCTOSITEILHOM WIpHI,
0OyuYeHUs 1 BBINOJHEHUSI JOCTYITHBIX JEUCTBUI PyKaMHu.

[Ipu coxpaHHOI Xx0AbOE pEeKOMEHAYETCsl MOAAEPKUBaTh OE30MACHYI0 TIOBCEAHEBHYIO aKTHB-
HOCTb, NIPEeAyINpeskaas Ype3MepHOE yTOMIICHHE.

CeMmbs1 IOJKHA 3HATH MTPU3HAKY JBIXATEIHOTO YXYIIIEHHUsI: Oca0ieHne Kalluis, 3aTpy/IHeHUe
yZlaJleHusI MOKPOTBI, HEOOBIYHYIO COHJIMBOCTh U HAPYIIIEHHE JIBIXaHUsI BO CHE.

[NTanmeHTsl, nosyyaronye NnaToreHeTUYECKyI0 TEPANUI0, HYKJAIOTCS B PETY/IIPHON IEPEOLICHKE
JBUTATEILHBIX BO3MOXHOCTEH. [osiBlieHre HOBBIX HABBIKOB TpeOyeT CBOEBPEMEHHOW aarTalliu
JOMallHeW IPOrpaMMBl.

10. 3akiaouenue

CnvHasbHAsL MbIIIeYHast aTpoust 3aHUMAaeT 0coO0e MECTO CPeii HACTIEACTBEHHBIX HEPBHO-
MBIIIIEYHBIX 3200I€BaHU, TOCKOJIBKY COBPEMEHHbIE METO/IbI IATOT€HETHYUECKON TepaIruy CrIOCOOHDI
CYILIECTBEHHO N3MEHUTD JIBUTATEIIbHBIEC MEPCTIEKTUBBI MAIEHTA.

OcHOBOI peaOMIIUTAIIMOHHON CTpaTerny CTAHOBUTCS (DYHKIIMOHATBHBINA TOAXOM, YUUTHIBAIO-
IIUA CIOCOOHOCTDb CUAETD, CTOSITh, XOAUTb M CAMOCTOSITEIbHO BHIIIOHATH OBCETHEBHBIEC IEHCTBHS.

Pabota peabuiuTosnora 3aKkJII04aeTcst He TOJNBKO B IPeIypekIeHIH BTOPHYHBIX OCIOKHEHUH,
HO ¥ B CBOEBPEMEHHOM HCIOJIb30BAHNM HOBBIX JBHUIATEIbHBIX BO3MOKHOCTEH, TOSBIISIONIMXCS Ha
(pone neyenus.

Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas mepanusi npu 2eHeMUUECKUX
3a001e6aHUAX
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I'naBa 8. boae3ns lllapko-Mapu-Tyra

Yacmo II. Hacredcmeentivle 3a001e8aHUSI HEPBHOT CUCTEMbL
Bboaesns Illapko-Mapu-Tyra (Charcot-Marie-Tooth Disease (CMT) )

1. O6mas xapakTepucTUKa 3a00JieBaHus

Bonesnp Ilapko-Mapu-Tyra — rpynma HacieqcTBEHHBIX 3a00neBaHHMN TeprdeprdecKoi
HEPBHO CUCTEMBI, XapaKTEPU3YIOIIMXCS NOCTENIEHHbIM HAapyIIIEHUEM JBUIaTeIbHON U YyBCTBUTEIIb-
HOH MHHEPBALMH IPEUMYILECTBEHHO JUCTAJIbHBIX OTJEJI0B KOHEYHOCTEN.

[Natonornyeckuil mpoLecc MOXET 3aTparuBaTh MHEIMHOBYIO OOOJOYKY HEpPBHBIX BOJIOKOH
7160 HEMOCPECTBEHHO aKCOHBI. B 3aBUCHMMOCTH OT MeXaHM3Ma MOpPakeH! s BHIACSIOT JeMUETMHHU-
3UpYIOLIME, AKCOHAJIbHBIE U TPOMEKyTOuHbIE (hopmbl CMT.

3aboreBaHye OTIMYAETCS] 3HAYUTEIbHBIM TeHETHUECKUM pazHooOpasueM. Hanbonee pacripo-
crpanénHas popma CMTIA cBf3aHa ¢ OyIuIMKanMend y4acTKa XPOMOCOMBI, COAEPKALIEro I'eH
PMP22. [Ipyrue BapuanThl 00ycioBiaeHbl n3MeHenusimu reros MPZ, GIB1, MFN2 u MHOrux npy-
rux. HacnenoBanue MoxeT ObITh ay TOCOMHO-IOMUHAHTHBIM, 8y TOCOMHO-PELIECCUBHBIM MJTH X-CLIET-
JIEHHBIM.

Pacnipocrpanénnocts CMT TpaguliMOHHO OLIEHMBAETCS MPUOIM3UTENIBHO B OJUH CIyvaill Ha
2500 yenoBek. CoracHo omyoarkoBaHHOMY B 2023 romy MetaaHamzy, 0ObeJUHEHHAST pacIpoCTpa-
HEHHOCTL CMT M pOICTBEHHBIX HACIEACTBEHHBIX NEPU(EPUUECKUX HEUPOIIATUI COCTABIISIET OKOJIO
17,7 caydas nva 100 000 Hacenenust. Pa3znmuuns Mexy OlleHKaMK CBSI3aHbI C OCOOEHHOCTSIMH UCCIIe-
IyeMBIX TIOMYJISLAHA, JUarHOCTHYECKUX KPUTEPHEB U YUETa MAIMEHTOB. DTO OfiHa U3 HanOosee pac-
MPOCTPaHEHHBIX TPYIII HACIECTBEHHBIX HEBPOJIOTMYECKUX 3a00JIeBaHMUI.

2. Kimanyeckasi KapTHHA

IlepBble cUMITOMBI HEPEKO MOSIBJSAIOTCS B JETCTBE WJIM MOIPOCTKOBOM BO3pAacTe, OJHAKO
OTaeJIbHbIE (POPMBI MPOSABIIAIOTCS 3HAUUTENIBLHO MO3HEE.

XapakTepHbl CJa0OCTh MBI CTOIl M TOJIEHEH, 3aTpyIHEHUE ThIJIBHOIO CruOaHMs CTOIIB,
YacThble CIIOThIKAHUSA M CTENNAX — MOXOKA C YpEe3MEPHBIM MOJAHUMAHUEM HOTH 1J1s1 IPeIoTBpalLie-
HU 3alleIUIeHNs] HOCKOM 3a ITOBEPXHOCTb.

ITocrenenno MoryT popMupoBathcs Ionas croma (pes cavus), MOJOTKooOpa3Has negopma-
111 NaJIbLIEB M HeCTAOMJIBHOCTD FOJIEHOCTOITHOTO CyCTaBa. ATpO(Hs MBILLIL] FTOJIEHEH MHOTAA TPUAAET
HOTaM XapaKTepHbIN B «[IEPEBEPHYTON OYTHITKI».

CHMkeHMe TIOBEPXHOCTHOM M BUOPALIMOHHOM YyBCTBUTEIBHOCTU YXYALIAE€T KOHTPOJIb IOJIO-
KEHHUs1 CTOI, OCOOEHHO IpU XOObOe B TEMHOTE WJIM 1O HEPOBHOW MOBEpXHOCTH. CyXOKHJIbHbIE
pedrexchl 0OBIYHO OCTa0IEHBI.

IIpu BOBJIEUEHNH BEPXHUX KOHEUHOCTEH MOSIBISAIOTCS 3aTPYJHEHUS NIPU 3aCTETMBAHUM ITyTro-
BUII, MMCbME W MAaHUITYJISIHSIX ¢ HEOONBIIMMU MTPeMETaMHU.

JlnarHocTKa BKJIIOYAeT HEBPOJIOrMYeckoe 00CiIe0BaHue, 1EeKTPOHEHPOMUOr paduio U MoJie-
KYJISIPHO-TEHETUYECKOE TECTUPOBAaHME.

3. lean MeUIMHCKON peadnuTaIumn
I'maBHast ocobeHHocTh peadbwmtaiyu mpu CMT — HeoOXoaUMOCTh KOMITEHCUPOBATh OJIHO-

BPEMCEHHO ABUTATCJIbHYIO c1a00CTh U CHUKEHUE YYBCTBUTCJIbBHOCTHU.
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OCHOBHBIMHU 3a/1a4aMU SIBJISIIOTCSL:

yJIydIIeHue YCTOMYMBOCTY TPU CTOSIHUU U XOIbOE;

KOMITEHCAIsI cIab0CTH pa3rudatesiei CTOMbI,

NOJIJIEPKAHKE JTOCTYITHOM CUJIBI IUCTAJIBHBIX MBI KOHEUHOCTEM;

npeaynpexIeHUe IPOrpecCUpOBaHUsl KOHTPAKTYp U (PYHKLIMOHAIBHBIX MOCIEACTBUN Aedop-
MalUi CTOII;

COXpaHEeHHEe TOYHOCTH JIBUKEHUIN KUCTEN;

CHMIKEHME PHCKa MaJeHUi, TOBPEKICHUIN KOXKU U TIeperpy3Ku CYCTaBOB.

[Tpu nocraHoBKe (DYHKIIMOHAIBHBIX 11eJIEl Ba)KHO OIIEHUBATh HE TOJIBKO MBIIIIEYHYIO CHITY, HO
TaKke CKOPOCTh XOABOBI, COCTOSTHUE 00YBH, YAaCTOTY MaJIeHUIA U CIIOCOOHOCTH MAIIMEHTa BHITIOTHSTh
MOBCETHEBHbIE JICUCTBUSI.

Tt 00 BEKTUBU3AIIMY COCTOSIHUSI MOTYT UcTiob3oBaThes mikainbl CMTNS u CMTES, a y nereit
— CMTPedS.

4. Jleueonas pusKyIbTYpa

JleueOHast (pu3KyIbTYpa HampaBjieHa Ha TMOMJEpkaHue (DYHKIIMOHAIBHBIX BO3MOKHOCTEN
COXPaHMBUIMXCS MBIIIL, pa3BUTHE PABHOBECHS M KOPPEKLMIO HAPYLIEHHBIX JIBUTATEIbHBIX CTEPEO-
THIIOB.

[pu cnabocTtu pasrudareneit CTonbl IPUMEHSIIOTCS] aKTUBHBIE YIIPAaXHEHUS Ha THUTbHOE Cruda-
HHE C HeOOJBIIIMM COMPOTUBJIEHUEM, €CJTH COXPAHUBINIASICS MBIITIEYHAsT (PYHKITHS MTO3BOJISIET BBHITION-
HATh ABUXeHUE. [[OMOMTHUTEIPHO TPEHUPYIOTCSI KOHTPOJIb TOJNOKEHUS FOJIEHOCTOITHOTO CyCTaBa U
NepeHoC Beca TeJa.

VhpaxkHeHus1 Ha paBHOBECUE MPOBOIAT C YYETOM HEIOCTATOYHOM MPOINPUOLIENTUBHON YyB-
CTBUTEJILHOCTH. IlepBOHaUaIbHO MCHONB3YIOT YCTOMUYMBYIO OIIOPY M 3PUTENbHBII KOHTPOJIb, MTOCTE-
TMIEHHO YCJIOXKHSISI 33/1aHHsI IPU COXPAHEHUH OE€30MaCHOCTH.

Js mpeynpexaeHusl yKOPOUeHU s aXUJUIOBA CYXOKUIINS TPUMEHSIIOTCS PETyIsipHbIE MSTKHE
pacTsikeHUs] UKpOHOXKHBIX MbIL. [Tpu cpopmupoBasimxes nepopManusax aMIUIUTYy IBUKEHUN
OIpEeJEeIsI0T UHIMBU/1YAJIbHO.

TpeHnpoBKa KUCTEH BKJIIOYAET pa3Be/IeHHe NaIblIEB, KOHTPOJIMPYEMBIH 3aXBaT PEIMETOB pa3-
JIMYHOM (POPMBI, YIIPaXKHEHHS HA TOYHOCTh IBUKEHUI M KOOPIMHALIMIO.

YMepeHHbIe CUIIOBbIE U a3pOOHBIE HATPY3KH, BKJIIOUAs BEIOTPEHAKED, TUIABAHUE U JO3UPOBAH-
HYIO X0AbOY, MOTYT yITy4IaTh (pU3NIECcKyI0 MOArOTOBIEHHOCTb. [Tpy BhIpakeHHOH c1ab0CTH HE0OXO0-
JIUMO M30eraTh Meperpy3Ku OTACTbHBIX MBIIIIEYHBIX TPYIIIT M KOHTPOJIMPOBATh BOCCTAHOBJIEHHE TIOCTIE
3aHATUI.

5. Maccax u annapatHas (pu3norepanusi

ITpu CMT maccax MOXET MCIOJIL30BATLCS ISl OOJIETYeHUs COITYTCTBYIONIUX MBIIIEYHO-CKe-
JIeTHBIX 00JIel, 0OCOOEHHO BOZHMKAIOIIMX BCIIEJCTBHE U3MEHEHHOM MMOXOKHU U Tiepepacipe/ie/ieHUs]
Harpy3KH Ha CyCTaBBblI.

[Ipy CHMXKEHHON YYBCTBUTENHLHOCTH CHEUHMATHUCT JOJDKEH KOHTPOJIMPOBATH WHTEHCUBHOCTD
JaBJIeHHMs, TIOCKOJIbKY TAIIMEHT He BCErJa CIOCOOEH CBOEBPEMEHHO Pacro3HaTh Ype3MEpHOe MeXa-
HHUYECKOE BO3JIEUCTBUE.

TENS MokeT paccMaTprBaThCs TIPU OTIENIBHBIX 00JIEBBIX CUHApOMax. [1pr 3ToM HE0OXOaMMO
pa3nryaTh MBIIIEYHO-CKEJIETHYIO M HEHPOIIaTHIECKYI0 O0JTb, TIOCKOJBKY 3(P(hEeKTUBHOCTh CUMITTOMA-
THUYECKMX METOJOB B 9TUX CHTYallMsIX HEOIUHAKOBA.

Bosmoxnoctu NMES 3aBucar ot coctosiHus neprudepruieckoro Hepsa v CTeNeH! IeHepBaliy

MBIIIII. HpI/I BBIPAXKECHHOM AKCOHAJIbHOM ITOPAXKEHUU CTaHOJAPTHAA CTUMYJIALUA MOXKET OKa3aTbCA
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Mat03peKTUBHON. MeTo He OTHOCHUTCS K JIOKa3aHHBIM CIIOCOOaM BOCCTAHOBJICHUST TIOBPEkK/IEH-
HBIX HEPBHBIX BOJIOKOH nipu CMT.

TepaneBTHYECKUI YIbTPa3BYK, WH(pPaAKpacHAS Teparus U MarHUTOTeparus He UMEIOT YOeau-
TEeJIBHBIX JIOKA3aTeJIbCTB CIIOCOOHOCTH 3aMeiATh nporpeccupoBanue CMT. Ilpu conmyTcTByIomien
00JIM UX UCIIONIb30BaHUE TPeOyeT CaMOCTOSATEIFHOTO 0OOCHOBAHNST; 0COOSHHO BakHAa OCTOPOKHOCTD
MIPY CHIKEHHOM TeMIiepaTypHOM 1 O0JIEBOM YyBCTBUTEILHOCTH.

6. OpTonequueckas u (PyHKIMOHAJbLHAS PeaduInTamusI

Oproneaunyeckas koppekuus npu CMT mmeer HeNmocpenCTBEHHOE 3HAUeHHe JIsi KayecTBa
XOIBOBI.

I[Ipu cBucaroieii ctone NPUMEHSIOTCS MHAUBUIyalIbHbIE rojieHocToIHbIe opTe3bl (AFO), koTo-
pble YAYUIIAIOT MOJIOKEHHE CTOIBI B (pase MepeHoca M yMEHbIAIT PUCK CIIOTHIKAHUS.

[Tpu nosoii ctone 1 HeCTaOMIILHOCTH TOJIEHOCTOITHOTO CyCTaBa MOAOMPAIOTCs OPTONeUecKast
00yBb ¥ CTeJIbKH, oOecrieunBamIiye Oojiee paBHOMEpHOE pacripezeieHue Harpysku. HeoOxomumo
PEryJIsipHO TIPOBEPSITH OTCYTCTBHE M30BITOUHOTO ABJICHUSI Ha OT/IEJIbHBIE YYACTKU CTOIBI.

[Tpu BeIpaXkeHHBIX (PUKCUPOBAHHBIX Ae(POpMAIUAX MOKET pacCMaTPUBATHCS XUPYpPruyecKast
Koppekuusi. PereHre OCHOBBIBaeTCSl Ha OIEHKE MBIIIEYHOro OanaHca, TMOKOCTH JedopMaluy
npearnonaraeMoro (pyHKIIMOHAILHOTO Pe3y/ibTara.

JI71s1 mareHToB co cnaboCThI0 KUCTEH MPUMEHSIOTCS 1alITUPOBAHHbBIE TMChMEHHBIE TIPHHA/I-
JIeKHOCTH, YTOMIIEHHBIE PYKOSTKHU U PUCTIOCOOIEH S, O0Jervaroiiye ObITOBbIE JeHCTBUS.

Oproneanyeckue cpecTBa CIeayeT OIIEHUBATD B IBUKEHUH: TEXHUUYECKU MTPABUIIBHO U3TOTOB-
JIEHHBIW OpTe3 He BCeraa 00ecneynBaeT ONTUMAIBHYIO MMOXOAKY KOHKPETHOTO MalieHTa.

7. Peaﬁl/mnTam/m npu CACTEMHBIX U COMMYTCTBYIOIIINX HAPYIICHUAX

[Tpu GonmpimHCTBe pacnpocTpanéHHbix opm CMT Benyieit mpodiemoit octaérest nepude-
puYecKast JBUraTeIbHO-4yBCTBUTE IbHASI HEHpOonaTusl. 3HaUMMOe IMOopaskeHNe Cepiia U IbIXaTeTbHOM
MYCKYJIaTYpPbl He SIBJISIeTCS] 00s13aTeIbHBIM IPOSIBICHUEM 3a00/IeBaHMSL.

OnHaKo MpY HEKOTOPBIX PEKUX FTeHETUIECKUX BapUAHTaX BO3MOXKHBI IbIXaTeJIbHAS C1a00CTh,
HapyIIeHUsI CHA, TOPaXEHUE FOJIOCOBBIX CKJIAIOK U JOTIOJTHUTEIbHbIE HEBPOJIIOTUYECKUE CUMITTOMBI.

[pu nosiBneHnM HEOOBSICHUMOW OIBIIIKH, HOYHOW TMIOBEHTHIISALINK, N3MEHEHHSI TOJI0ca WU
CTpUIOpa HEOOXOAMMA CIeINAIN3UPOBAaHHAS OLIEHKA.

OTaenbHOrO BHUMaHUS 3aCiyKMBAeT Helpornarniyeckas 00jb, KOTOpas MOXET MPOSIBIIATHCS
XKOKEHHEM, TTOKaJIbIBaHKEM WM OOJIe3HEHHBIMH OIIYIIEHUSIMH B CTOIAX U KUCTSIX.

Koppexiust 6051eBoro cMHapoMa JI0JKHA YUUTBIBATh €0 MPOUCXoxkaeHre. [1pu BepakeHHOM
HeWponaTHyecKor 60N MOTYT MOTPeOOBATHCS CHIENATTM3UPOBAHHBIE JIEKAPCTBEHHBIE METOIbI, & TIPH
MEXaHU4YeCKOH 00/M BCeACTBUE AehOPMALIMH CTOIBI — M3MEHEHUe OPTONEANYECKON MOIePKKH.

8. HpOTI/IBOHOKa3aHI/IH H OrpaHn4eHusA

[Tpu npoBeaeHNn peaduIUTaluK 0COOYI0 OCTOPOXHOCTh HEOOXOIUMO COOMIOAAT Y MAIIEHTOB
C BBIPQKEHHBIM CHUKEHUEM OOJICBOIA, TEMIIEPAaTyPHOM M MTPOITPUOIICIITUBHON YyBCTBUTEIHOCTH.

VHTEeHCHBHBIE TEIUIOBbIC MTPOLIEAYPBI, Ype3MEPHOE JaBJICHHUE U TPABMUPYIOIINE MAHUTTY,TSIIAH
MOTYT IPUBECTU K TIOBPEKJCHHUAM TKaHEW, KOTOPBIEC MAIlEHT CBOEBPEMEHHO HE 3aMETHT.

Crnenyer uzberath ynpaxHeHHW ¢ BBICOKUM PUCKOM MajieHHus1 Oe3 CTPaxOBKU, OCOOCHHO TPU
HApYIIEHHOM KOHTPOJIE TOJIOKEHHS CTOTI.
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[Ipu BblpakeHHBIX AedopMalusax HekKeIaTeIbHbl UIMTEIbHbIE HArpy3Kd B HENOAXOISLIEH
oOyBu. [losiBieHre HATEPTOCTEN, YUACTKOB MOKPACHEHHS WM OOJIE3HEHHOCTH TpeOyeT MpOBEpKU
OPTE30B U KOPPEKLMU [JBUTATEILHOTO PEXUMA.

VrpaxHeHusl, BBI3BIBAOIINE UIUTEIBHOE YXYIIIEHUE MBIIEYHOU (PYHKIMU, HEOOXOIMMO
nepecMarpuBath. [Ipy MIaHMpOBaHNUY JIEUSHHsI COIMYTCTBYIONIMX 3a00JI€BaHMIA Bpay TOJKEH YUHUTHI-
BaTh [NOTEHLIMAJIbHYI0O HEPOTOKCUYHOCTD OT/IE/IbHBIX JIEKAPCTBEHHBIX MPENAPATOB.

9. PeKOMeH,[IaIII/II/I NAanuEeHTy U poACTBCHHUKaM

[Matmentam ¢ CMT pekomeHayeTcst €XeIHEBHO OCMATpUBaTh CTOIbI, OCOOEHHO MpPU BbIpa-
KECHHOM CHM)XCHUU 4YBCTBUTCJIbHOCTH. Baxno CBOCBPEMECHHO O6Hapy>KI/IBaTb TMOBPEKIACHUA KOXKMU,
MO30JI1 1 YYaCTKU INOBBIMICHHOI'O JaBJICHUAA.

OO0yBb NOKHA COOTBETCTBOBAThH (pOpPME CTOIBI, 0O0eCreurBaTh YCTOWYMBOCTh U HE CO3J1aBaTh
JOTIONTHUTEIBHOTO TpeHusl. [1pu ncrmosb30BaHUM OPTE30B HEOOXOAMMO MEPUOIUIECKH TPOBEPSITH UX
MOCAJIKYy.

JI71s1 oBbIIIeHUsT OE30MaCHOCTH JIOMa JKeJIATeIbHO 00eCIIeYrTh XOpOIllee OCBEIleHre, YCTpa-
HUTD MPENATCTBUS HA MOy U MPELyCMOTPETh ONOPBI B MECTAaX MOBBIILIEHHOTO PUCKA MaJCHUN.

[Tpu cnabocTu KUCTel Mmojie3Ha aganTtarys ObBITOBBIX MPEAMETOB, TIO3BOJISIONIAS COXPAHSTh
CaMOCTOSITEJIBHOCTh 0€3 MOCTOSTHHOM TTOMOIIH POJICTBEHHUKOB.

IMockomeky CMT mnpenctasisier coO0il HACIEACTBEHHYIO TPYIITY 3a00JIeBaHUMA, MAUEHTY U
YJIeHAM CEMbU MOXET ObITh PEKOMEH/I0BAHO MEUKO-TEeHETUIECKOEe KOHCYJIbTUPOBAHUE.

10. 3akiaouenue

Bonesnn Illapko-Mapu-TyTa oTIMuaercss coYeTaHWEM AMCTATBHOW MBIIIEYHON C1adoCTH,
HapPYIIEHUI YyBCTBUTEILHOCTH U XapaKTEPHBIX OPTOMEIUYECKUX U3MEHEHUU CTOII.

[pakTrueckasi IIEHHOCTh peabMIIMTAIIY 3aKJTI0YAETCs TIPEkIe BCEro B KOPPEKIIUH TTOXOIKH,
CBOEBPEMEHHOM IMOI00pe OPTE30B, COXpaHEHUH (DYHKIIUU KUCTEH U TIPeayNPEeKAeHUN OCIOKHEHUI
CHMKEHHOU Y4yBCTBUTEILHOCTH.

PeaOwutaiimonHasi mporpaMMa JIOJKHA YYUTHIBATh KOHKPETHBI T€HETMUYECKUH TONTHII,
BBIPQXKEHHOCTh aKCOHAJIBHOTO TMOpaXeHUsI M (PyHKIMOHATbHbIE BO3MOXHOCTH marmeHTa. Ocoboe
3HaUEHHE MMeeT COrIacOBaHHasi padoTa HEBpOJIOra, peabMIIUTOJIOora, OpTONeia U CIEIMAINCTa 110
OpTE3UPOBAHMUIO.

Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas mepanusi npu 2eHeMUUECKUX
3ab01e6aHUAX
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I'naBa 9. HaciiencrBeHHasi cnacTuueckasi nmapanJierust

Yacmo II. Hacredcmeentivle 3a001e8aHUSI HEPBHOT CUCTEMbL
Hacaeocmeennas cnacmuueckas napanaezus (Hereditary Spastic Paraplegia (HSP) )

1. O6mas xapakTepucTUKa 3a00JieBaHus

Hacnencreennas cnactuueckas naparvierus — reHeTUYeCKM HEOTHOPOIHAS IPyIINa HEBPOJIO-
TMYECKHX 3a00JIeBaHNM, XapaKTePU3YIOIUXCS TPEMMYIIECTBEHHBIM MOPAKEHNEM JJIMHHBIX [IBHUTa-
TEJIbHBIX IIPOBOASAIIMX IIyT€W CIIMHHOTO MO3ra M NOCTENEHHBIM Pa3BUTHEM CITACTUYHOCTH HMKHUX
KOHEYHOCTEM.

[MaTonormueckuii mporecc 3aTparuBaeT rIaBHBIM 00pa30M KOPTUKOCTIMHAIBHBIE MTYTH, BCIIE-
CTBHE YEr0 HapyLIAeTCsl LIEHTPaJIbHAS PETY/ISALMA MBIILIEYHOIO TOHYCA W ITPOU3BOJIBHBIX JBUKCHUM.

Brigensior HeocnoKHEHHBIE (YUCTHIE) U OcI0xHEHHBIE (hopMbl HSP. IlepBble npossisorcs
IIPEUMYIIECTBEHHO CIIACTUYECKMM Iaparape3oM, BTOPBIE MOTYT COINPOBOXKAATHCS IONOTHUTEIb-
HBIMHU HEBPOJIOTMYECKUMU HAPYILIEHUSMM.

3aboneBaHye CBA3aHO C MHOTOYMCIIEHHBIMHM T€HETMYECKMMH BapUaHTAMH, BKJIOYAs M3Me-
HeHus1 reHoB SPAST (SPG4), ATL1 (SPG3A), REEP1 (SPG31) u SPG7. Bcerpevaorcs ayto-
COMHO-/IOMMHAHTHBIE, 8y TOCOMHO-PELIECCUBHBIE U X -CLETUIEHHBIE (DOPMBI HACIIEIOBAHUS.

[Io paHHBIM >SNUIEMHOIOTMYECKOTO MOJEIMPOBAHUSA, COBOKYIHAsl paclpOCTPaHEHHOCTD
HACJIEJICTBEHHBIX CTIACTUYECKUX MaparIeruii OLeHUBaeTCsl IpHOIM3UTENBHO B 3,6 ciryyasi Ha 100 000
HaceseHusA. OLIEHKHM paciipOCTPaHEHHOCTH OTAEJIbHBIX NOATUIOB, BKModasd SPG4, pasznnuaiorcs B
3aBUCUMOCTH OT MCCIIEyEMOH OIS U IPUMEHAEMON METOIUKH.

2. Kimanyeckasi KapTHHA

OCHOBHBIM TIpOSIBJICHHMEM 3a00JICBaHUS SIBJISETCS TOCTENIEHHO HapacTaolas CKOBaHHOCTb
HWKHUX KOHEYHOCTEH, COIMPOBOXK/IAIOIIASCS MOBBIIICHUEM MBIIIIEYHOTO TOHYCA M 3aTpPyIHEHHEM
XOIBbOBL.

ITpy HEBPOJOTMUECKOM OOCIIE[IOBAHUN BBISIBJSIOTCS YCHJIEHHE CYXOKHJIbHBIX peduieKCcoB,
MaTOJIOTMUYECKUE CTOITHBIC 3HAKH U Pa3/IMuHas CTENeHb MBIIIEYHON CIa0OCTH.

IMoxonka CTaHOBUTCS HANTPSIKEHHOM, 3aMe/IJIEHHOM, HEPEIKO C HETOCTATOYHBIM CTHOaHHEM HOT
B KOJIEHHBIX cycTaBax. [Ipy BhIpakeHHOM CIIACTUYHOCTH MPUBOIAIIMX MBI OEAep BOBMOXHO (hop-
MHUPOBaHUE TIEPEKPECTHOM, UITH «HOKHHUIICOOPA3HOI», TOXOIKH.

IMaruieHThl KanyloTcsl Ha OBICTPYI0 YTOMJIIEMOCTh IpPU XO[bOe, OOJIe3HEHHBIE MBIIICYHBIC
CIa3Mbl, 3aTPYIHEHHUs TIPH TIOBOPOTAX U MPEOIOICHUH MTPEMSATCTBHUM.

IMpu HEOCTOKHEHHBIX (DOPMAX MOTYT HaOMIONATHCST HAPYIIIEHNsT BUOPAIIMOHHON 1yBCTBUTE b~
HOCTU ¥ MoueucitycKanusl. OCIOKHEHHbIE BAPUAHTHI JIOTIOJIHUTEILHO COMTPOBOKIAIOTCS aTaKCHeEH,
nepudepruIecKkoil HelponaTruen, KOTHUTUBHBIME HAPYIICHUSIMHA WM IPYTUMH HEBPOJIOTMIECKUMU
MPOSIBICHUSIMHU.

JlnarHoCTHKa BKJIIOYAeT HeBpoIorndeckoe oocienopanue, MPT roioBHOro U ClMHHOTO MO3ra
U151 UCKJTIOUEHHM S IPYTHUX TIPUUYKMH CIIACTUYECKOTO Mapanapesa U MOJIEKYJISIPHO-TEHETHUECKOE TECTH-
poBaHue.
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3. llesin MeTUIUHCKON peaduIuTaIuU

I'maBnas 3amava peadwmurarmu npu HSP — ymenbineHne (pyHKIIMOHAIBHBIX MOCHIEICTBUI
CMIACTUYHOCTH TPH COXPAHEHUH JOCTATOYHOW MBIIIEYHOW aKTUBHOCTH JIJISI CTOSTHUS U XOZIBOBI.

OCHOBHBIMU HalpaBJICHUSAMU SABJISAIOTCS:

NoJ/IepKaHue JOCTYITHON aMIUTUTY/Ibl IBMKEHUI Ta300€IpeHHbBIX, KOJIEHHBIX U TOJIEHOCTOI-
HBIX CYCTaBOB;

peAyNnpexIeHUEe KOHTPAKTYp U NaTOJIOTMYECKUX YCTAHOBOK KOHEUHOCTEH;

yIIy4llleHue YCTOMYMBOCTH U KOOPIMHAIIMY TIPH XOIb0e;

yYMeHbIIIeHUe OOIe3HEHHBIX CIIa3MOB;

COXpaHEHHUEe CIIOCOOHOCTH CAMOCTOSITENIBHO BCTABaTh, IEPEMEIAThCSI U BHIIIOTHATH OBITOBBIE
JIEVCTBUS,

CHIIKEHME PHCKa MaJeHUN.

[pu onpenenennu meneil HEOOXOIUMO YUUTHIBATh, YTO CHUKEHHE MBIIIIEUHOTO TOHYCA He BCe-
I1a COMPOBOXKIAETCS YIyUIlIEHUEM JIBUTATEIbHON (DYHKLMH. Y OTIEJIbHBIX TALIMEHTOB MOBBIIIEHHBIN
TOHYC YaCTUYHO KOMIIEHCHPYET MBIIIEUYHYIO CIA00CTh ¥ TIOMOTAeT YAep:KUBATh MOJIOKEHUE CTOSI.

J1s1 OOBEKTUBHOM OLIEHKW TMPUMEHSIIOTCS MomuguirpoBaHHas mkana Dmsopta (MAS),
Spastic Paraplegia Rating Scale (SPRS), Tect necsarumerpoBoii xonp0s1 1 Timed Up and Go (TUG).

4. Jleueonas pu3KyIbTYpa

JleueOHas puskynbTypa npu HSP HarpaBiieHa Ha noanepkaHue NOIBUKHOCTH CYCTaBOB, Tpe-
HUPOBKY prHKHI/IOHEUIbH])IX ILBI/I)KCHI/II';‘I N YMCHBIICHUE BIMAHUA CIIACTUYHOCTH HaA ITOXOIKY.

I[HH HUKHUX KOHEYHOCTEN MMPUMEHAIOTCA MEAJICHHBIC KOHTPOJIMPYEMBIC PACTAXKCHUA MBIIIILI,
CKJIOHHBIX K MOBBIIIIEHHOMY TOHYCY: TIPUBOASIIINX MBIIII] OEep, crudareneil KOJICHHBIX CYCTaBOB U
HUKPOHOXHBIX MBIIILI. Pactsoxenue BHITIOMHSAETCS 663 PBIBKOB U 6OH€3H6HHOFO COITPOTUBJICHUA.

Oco00e MecTo 3aHUMAIOT YITPAXHEHHs HA KOHTPOJIb MOJOXKEHUS Ta3a, MePeHOC MACChl Tesla U
yCTOﬁ‘{I/IBOCTL IMpY UBSMCHCHUHN HAIIpaBJICHUA OBUKCHUA.

TpeHnpoBKa X0abObl BKJIIOYAET OTPAOOTKY JJIMHBI IIara, OCTAHOBKH CTOIBI M OE30IacHOTO
MMPOXOKACHUA TTOBOPOTOB. HpI/I HeO6XOIII/IMOCTI/I HCIIOJIB3YIOTCA IMOPYYHU, XOAYHKU WJIN CUCTEMBbI
YAaCTUYHOM Pa3rpy3Ku MacChl TeJa.

IIpu coxpanHOI1 ABUraTeIbHON (PYHKLIMY MPUMEHSIOTCS YIPAXKHEHUS HA YKPEIUIEHUE MBIIIILI-
pasrudareneii 6es1pa, CTAOMIM3aTOPOB TYJIOBUIIA U APYTUX (PYHKIIMOHATIBHO 3HAYMMBIX MBIIIEYHBIX
IpyIIL.

Benorpenax€p u 10o3upoBaHHast a9poOHAst aKTUBHOCTh MOTYT HCIIONIb30BAThCS IS TOAIepXKa-
HUA BBIHOCJIMBOCTH.

[MporpaMmmy HEOOXOAMMO aIANTUPOBATh K CTENEHM CHACTUYHOCTH M MBIIICYHOH Cl1aboCTH.
[TpomomkuTeIbHOE YTOMIICHHE, YCUIICHHE CIIa3MOB WIIM YXY/IIIEHHUE MOXOKU TOC/Ie 3aHsATHI Tpe-
OyIOT TIepecMOTpa Harpy3KH.

5. Maccax u annapatHas (pu3norepanusi

Maccax nipu HSP paccmartpuBaercst Kak JOMONHUTEIBHBIN MeTO 0OJIerYeHrs] MBIIIIEIHOTO
auckoMdopTa 1 00IE3HEHHBIX CIIa3MOB, OCOOEHHO B 00JIaCTH rosieHel u 6énep.

HpeIIHO‘{TI/ITeHLHbI MAT'KHE TEXHUKHN, HE BBI3bIBAIOIIINC pe(pJIGKTOpHOFO YCUIICHW A MBILICYHOI'O
TOHYCA. HNurencuBHoe PasMHHAHUE U 6bICTpOG PacCTsAKEHUE CITACTUYHBIX MBI MOTYT IIPpOBOLMPO-
BaTh HEXKEJIATEJIbHYIO AIBUrATEJIbHYI0 PEAKIHIO.
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TENS MoXeT UCTIOb30BaThCsl PH OTAETbHBIX 00JeBbIX cuHApoMax. [Ipumenenne NMES wnu
ynkumonansHoit anextpoctumynsimu (FES) paccmarpuBaeTcst MHAMBUIYaIbHO, B YACTHOCTU IIPU
HEJJOCTAaTOYHOM THUTBHOM CTMOaHUH CTOITBI BO BPEMSsI XOIBOBI.

DNEKTPOCTUMYIISIIIUSL HE YCTPaHSET TeHETHMUYECKYI0 MPUYMHY 3a00JieBaHMsI; €€ BO3MOXKHBIN
3(EKT OreHNBACTCS M0 N3MEHEHUIO KOHKPETHOU (PYHKIMH, Harpumep O€30MacHOCTH U CKOPOCTH
XOABOBI.

TeparneBTUUeCKUil YJIbTPa3ByK, MH(paKpacHasl Tepanusi U MarHUTOTeparusi He OONaJaioT
JOKa3aHHOM CIIOCOOHOCTHIO 3aMeIsATh pa3sutue HSP. X cumntomariueckoe nprMeHeHue Tpedyer
CaMOCTOSITEJIbHBIX TTOKa3aHUI U OLEHKU KJIMHUYECKOU MOJIb3bI.

6. OpTonequueckas 1 (PyHKIMOHAJbLHAS PeaduInTanusI

Hawubonee vacteie opronennveckue npodiembl pu HSP cBsi3aHbl ¢ OrpaHUYeHHEM ThLIb-
HOT'O CrOaHusl CTOIBI, YKOPOYEHHUEM MKPOHOXKHBIX MBIIII] ¥ (POPMUPOBAHUEM KOHTPAKTYP HIKHUX
KOHEYHOCTEH.

[Ipu HapymieHun NosokeHus CTombl B (ha3e MepeHoca MOTyT MPUMEHSTHCS TOJIEHOCTOIHbIE
opte3bl (AFO). IX KOHCTPYKIHS MOAOMPAETCS ¢ YUYETOM COOTHOIIECHHS CIIACTUYHOCTH, MBIIIICYHON
C/1a00CTH M YCTOMYMBOCTH KOJIEHHOTO CYCTaBa.

[Tpu 3HAUMTETBHOM OTpaHUYEHUM XOIbOBI MCIHOIBb3YIOTCS TPOCTH, XOOYHKHU M JIpyrue cpejl-
cTBa nepenBrkeHus. [Ipu BeIpakeHHOM CHYKEHHH MOOMIIBHOCTH paccMaTpuBaeTcst Hoadop Kpecia-
KOJISICKHU.

dyHKIMOHANBHAS peaduIMTalUsl BKJIIOYaeT TPEHUPOBKY BCTABAHUS CO CTyNa, OE30MaCHBIX
IIOBOPOTOB, IPEOAOJIEHUS ITOPOTOB U NEPEMELICHUS MEKAY PA3INYHBIMU [IOBEPXHOCTSAMU.

[Tpu cchopMupOBaBIIMXCS KOHTPAKTYPAX MOKET MOTPeOOBATHCS OPTONeAMUYECKast KOPPEKIHSI.
Pemenre o XupypruueckoM BMeIIaTeIbCTBE NMPUHUMAETCS MOC/E OIEHKM MBIIIEYHOro OasiaHca,
XapakTepa MOXOAKHU U BO3MOXKHOTO BIIMSIHUSA OIIEPALlU HA CAMOCTOATEIBHOCTD ITALMEHTA.

7. Peaﬁl/mnTam/m npu CAUCTEMHBIX H COMMYTCTBYIOIIINX HAPYIICHUAX

[pu ocnoxueéHHBIX (popmax HSP, ocodbenHo cBsazannbix ¢ SPG11, ciemyer nieneHanpaBieHHO
OLIEHMBATh (PYHKIIMIO ITIOTAHUS: KJIMHUYECKH 3HaYMMas Aucarus BBISBISETCA y 3HAUMTEIbHOU
YaCTH TAKUX MAIIMEHTOB 1 TPeOyeT CBOEeBPEMEHHOM JIOTONeJMUECKOM OLIEHKU ¥ KOPPEKIMU MTUTAHMUS.

OpnHOM U3 XapaKTepHBIX COMYTCTBYIONMX MpodieM npu HSP sBisercs Hapymenue hpyHKIUMN
MOYEBOT'0O My3bIpsl, MPOSBIIAIOLIEECs YUAIEHHBIM MOUYEHCITYCKaHWEM, UMIIEPAaTUBHBIMU NO3bIBAMU
WIN HeJlep)KaHUeM MOYH.

[Tpu nosiBNEHUM STUX CUMIITOMOB HEOOXOIMMa YpoJIoruueckas omeHka. I1o nmokasanusam mpu-
MEHSIOTCS] MEIMKAMEHTO3Hasl KOPPEeKLMsl U MHIUBUIyaIbHasi IPOrpaMMa KOHTPOJIsl MOYEHCITyCKa-
HUSI.

JI71s1 yMeHbIIeH! s BhIpaKeHHOM CMIAaCTUYHOCTU MOTYT MCIOb30BaThCs OaKkIopeH, TH3aHUIUH
U Apyrye aHTucrnacTuyeckue rnpenaparsl. [1py IoKaIbHOM MOBBIIIEHUH MBILIEYHOTO TOHYCa PaccMar-
PUBAIOTCS MHBEKIIUK OOTYJIMHUYECKOTO TOKCUHA, a MPU TSIKENOW TeHepaTn30BaHHON CIACTUYHOCTH
— WHTpaTeKaJbHOE BBeJeHNe OakiodeHa.

MenukaMeHTO3HOe CHUKEHHE TOHyca TpeOyeT (PyHKIIMOHAIBLHOTO KOHTPOJISI, TOCKOJIBKY Ype3-
MepHOe pacciiadJIeHue MBI MOKET YXYAIIUTh YCTOWIUBOCTh MALMEHTA.

[Tpu ocnoxuénHbIX (popmax HSP peabunmmranimoHHast mporpaMma Takxke JOJKHA YIUTHIBATh
aTakCHIo, NneprudepruuecKylo HelponaTuio, HapylIeHUsl peYd U KOTHUTUBHBIX (DYHKLIUIA.
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8. HpOTI/IBOHOKa3aHI/IH H OrpaHn4eHusA

[Tpu peadbunmrarmu naruenToB ¢ HSP HeoOxoaumo n3beratb pe3Kux MacCMBHBIX IBVKEHUH U
(hopcrpoBaHHOTO pacCTsIKEHUSI CHACTUYHBIX MBIIIIIL.

Oco0y10 0OCTOPOKHOCTD TPEOYIOT YIpakHEHHU S, BHITOTHSAEMbIE Oe3 OIOPHI, €CJIU MAITUEHT UMeeT
BbIpa)K€HHbIE HAPYIIIEHUsI PABHOBECHUSI WJIM CKJIOHHOCTD K TaJICHUSIM.

[lepen yBenmueHuem (pu3nUYecKor HArpy3KH CJeIyeT OLEHUBATh MBIIIEUHYIO CHITY, BbIpaXeH-
HOCTh KOHTPAKTYp Y HAJIMUMe OOJIeBbIX CHH/IPOMOB.

CHuXeHre CIaCTUYHOCTH He JIOMKHO CTAaHOBUTHCS camollelibio. [Tociie BBeieHs 00Ty IMHIYe-
CKOT'0 TOKCHHA WJTM U3MEHEHUS aHTUCTIACTHUYECKON Tepariy HeOOXOAMMO MOBTOPHO OIIEHUBATH CITO-
COOHOCTbD TMaIMEHTA CTOSATh U XOIUTh.

[Tpu mosiBIeHNM HOBOW OBICTPO HapacTaIIel cad0CTH, 3HAYUTETLHOTO HAPYIIICHUS YyYBCTBH-
TEJILHOCTH WJIM PE3KOrO yXYAIIeHUsI MOYEUCITYCKaHHUS TpeOyeTcsl JIOMOTHUTENIbHOEe 00CTIeJOBaHKe
JUTs1 UICKJTIOYEHUSI IPYTOil HEBPOJIOTMUECKOW MaTOIOTHH.

9. PeKOMeH,[IaIII/II/I NAanUuEeHTy U poACTBCHHUKaM

[TanmeHTam peKOMeHAyeTCs NOAJEPKUBATh PETYJIAPHYIO IBUTATENIbHYIO AKTUBHOCTD, Yepeays
yIpakHEHUsI Ha MIOJBMKHOCTb CYCTaBOB C TPEHUPOBKOM (DYHKIIMOHAJIBHBIX HAaBBIKOB.

Ocoboe BHIMaHKME HEOOXOIMMO YIJIATh Oe30MacHOMY Mepe/IBUKEHUIO TI0 HEPOBHOM TTOBEPX-
HOCTH, JIECTHUIIAM U TIOMENEHHUSIM C OTPAaHUYEHHBIM TIPOCTPAHCTBOM.

HpI/I Bpra)KCHHOﬁ CIIACTUYHOCTH BAXXHO M30€rarhb JJIUTEJIBHOI'O Hp€6bIBaHI/IH B ITIOJIOXKCHU X,
CIIOCOOCTBYIOIIMX 32K PEIJICHUIO MATOJIOTMYECKUX YCTAHOBOK KOHEUHOCTEH.

POI[CTBGHHI/IKaM CJIEAYET TOMOTIaTh MAIUCHTY COXPAHATb OBUTAaTCJIbHYI0O CaMOCTOATEIILHOCTD,
HE 3aMEeHsIs1 IOCTYITHbIE €My JENCTBUS TOCTOSIHHOM IOCTOPOHHEW TOMOLIBIO.

HpI/I I10AABJIEHUUN y‘{aIL[éHHOFO MOYCUCITYCKAHW I, OOJIE3HEHHBIX MBIIIIEYHBIX CIIA3MOB WJIN cyaie-
CTBEHHOTO M3MEHEHHUsI TIOXOJKH HEOOXOIMMO MH(OPMHUPOBATD JIeUaliero Bpava.

MCIII/IKO-FCHCTI/I‘ICCKOC KOHCYJIbTUPOBAHUEC PEKOMCECHAYETCA MallMCHTaM W POACTBEHHUKaAM C
YYETOM YCTAHOBJICHHOTO T€HETHYECKOTrO BAPUAHTA Y THIIA HACIICJOBAHMS.

10. 3akiaouenue

HacnencreeHnas ciactTiyeckasi maparvierus npeacTaBiisieT COOOM IpyImy reHeTUYeCKUX 3a00-
JIeBaHUM, MPU KOTOPHIX BEAYIIUM JIBUTATeJIbHBIM HAPYIICHUEM CTAaHOBHUTCS MTOCTETICHHO Pa3BUBAIO-
asICs CIACTUYHOCTh HMKHUX KOHEYHOCTEN.

OcoOEHHOCTh peadUIUTAIK 3aKJTI0YaeTcsl B HEOOXOOUMOCTH TOIEPKUBATH (PYHKIIMOHAITb-
HOE paBHOBECHE MeKy CHUKCHUEM MaTOJIOTMUECKOTO MBIIIIEYHOTO TOHYCA M COXpaHEHUEM MBIITIed-
HOW aKTHMBHOCTH, HEOOXOIUMOM JIJIS1 CAMOCTOSATETBHOTO TIepE/IBUKEHHUS.

[MpakTryeckas 3(pheKTUBHOCTD JIeUeHUsT ONIPeACIAETCS He TOJIbKO YMEHBIIICHUEM CITACTHYHO-
CTH, HO TIPEk/ie BCEro COXpaHeHHEeM Oe30IMacHOM XOAbObI, TIOJBMKHOCTH CYCTaBOB U CIIOCOOHOCTU
MaIUEHTa BBITOIHSATH IOBCEAHEBHBIE IEHCTBUS.

Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas mepanusi npu 2eHeMUUECKUX
3a001e6aHUSX
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I'naBa 10. Atakcus ®pujapeixa

Yacmo II. Hacredcmeentivle 3a001e8aHUSI HEPBHOT CUCTEMbL
Arakcus ®puapeiixa (Friedreich Ataxia (FRDA) )

1. O6mas xapakTepucTUKa 3a00JieBaHus

Arakcus Ppupeiixa — HacJeACTBEHHOE HelpojiereHepaTuBHOe 3a001eBaH1e, XapaKTepU3yIo-
111eecs MPOr pecCUPYOILMM HapylIeHHEeM KOOPIVHAIMY IBUKEHU I, TOPakeHUEM IPOBOASAIIUX Ty Teil
CIIMHHOTO MO3ra, Nepudepruieckoil HEPBHOIM CUCTEMBI U Psiia BHYTPEHHUX OPraHoB.

B GonbimHCcTBe citydaeB 3a0oneBaHre OOYC/IOBJICHO MAaTOJIOTMYECKUM YBEIMYEHUEM YHCia
noBTopoB GAA B 06eux konusax reva FXN, pacnosoxeHHOro Ha JeBATON XpOMOCOMe. DTO MPUBO-
IWT K HEAOCTATKy Oeska (hpaTakCuHa M HapyIIEHUI0 MUTOXOHAPHAIBHBIX MPOIeccoB. THIT HacIeo-
BaHMsI — ayTOCOMHO-PELIeCCUBHBIM.

B crpaHax ¢ mpeuMMyILEeCTBEHHO €BpOIEHCKUM HAceJIeHHEM pPaclpOCTPAHEHHOCTh aTaKCUM
dpunpeiixa oreHnBaercs npromuTensHo B 0,5—-1,8 cryyast Ha 100 000 HaceneHus B 3aBUCUMOCTH
OT JMAarHOCTUYECKUX KpuTepueB. [loka3aTesny 3aMETHO pa3MyaloTCcsi MeXy perMoHaMHu.

3aboneBaHre OOBIYHO TPOSIBISIETCS B JETCKOM WJIM TOAPOCTKOBOM BO3pacTe, XOTs Cyllle-
CTBYIOT (popMBI ¢ Oosiee Mo3AHMM HavyasioM. [IporpeccupoBanyie qBUraTeIbHbIX HApyILIEHUH HepeKo
COMPOBOK/JIAETCS KAPAMOJOTMYECKUMH, OPTONEMUYECKUMU U SHJOKPUHHBIMU OCJIOKHEHUSIMHU.

2. Kimanyeckasi KapTHHA

HawnGonee xapakTepHbIM MPOSIBIICHUEM SIBJISIETCS] IPOTPECCUPYIOLIas aTaKCUsl — HapyllleHre
COIVIACOBAaHHOCTH JIBUKEHHIA, COITPOBOXKIAIOIIEECS] HEYCTOMUUBOCTBIO TP CTOSTHUM U XOAbOE.

[Noxoyka cTaHOBUTCS IIMPOKOOA3HON, HEPUTMUYHOM, C OTKJIOHEHUSIMHU TYJIOBHUINIA B CTOPOHBI.
[NanyeHT UCTIBITHIBAET 3aTPyAHEHUS ITPU TOBOPOTAX, U3MEHEHUH CKOPOCTH ABUKEHUSI U BBITIOJIHEHUN
TOYHBIX JIBUTATEIbHBIX 3aJaHUM.

[NopakeHue 3aJHUX KAHATUKOB CIIMHHOTO MO3Ta Y UyBCTBUTEIbHBIX HEPBHBIX BOJIOKOH IMPUBO-
JIAT K CHIKEHHUIO BUOPAITMIOHHOW U CYCTaBHO-MBIITIEYHON YYBCTBUTEILHOCTH. B pe3ynbrare marmeHT
XyKe OnpeJesseT MoJOKeHNe KOHETHOCTEH Oe3 3pUTEIbHOTO KOHTPOJISL.

ITo mepe nporpeccupoBaHusl MOSIBIISIOTCS JUCMETPUsl, UHTEHIIMOHHBIA TPEMOp, AU3apTPUs U
CHMKEHHME TOUYHOCTH ABMKEHHUI pyK. CyXokWibHblE peieKChl HUKHUX KOHEYHOCTEN 4acTO OTCYT-
CTBYIOT, OJIHAKO MOTYT COXPAHSIThCSI MAaTOJIOTMYECKUE MMPAMUIHBIE 3HAKH.

XapaxkTepHbl CKOINO03, AeopMaliiu CTOM, B TOM Yuclie pes cavus. Bo3aMoxHbl runieprpoduyde-
CKasl KapAHUOMUOINATHS1, ApPUTMUM, HAPYILEHUS CTyXa, IIOTaHUs U YIJIEBOJAHOrO OOMEeHa.

JluarHo3 noaTBep:kaeTcst MOJIeKy/IsipHO-reHeThdeckuM rccnenoBanueM FXN c o0s3arenbHoM
OLIEHKOM 3KcraHcuy oBTOpoB GAA.

3. lean MeUIMHCKON peadonJuTaIumn

PeabunuraiionHas crparerusi HarmpaB/ieHa Ha COXpaHeHUe KOOPIUHAIMY, (DYHKIIMOHAIBHOW
MOOMJIBHOCTH Y CAMOCTOSITEJIbHOCTH TAIlMeHTa TIPU OJIHOBPEMEHHOM KOHTPOJIE CUCTEMHBIX OCJIOXK-
HEHUH.

OCHOBHBIE 33241 BKJIIOYAIOT:

yJIydllleHue PaBHOBECUSI U TOYHOCTH IMPOU3BOJIBHBIX IBUKEHUIA;

MOfIJIepKaHKe CIIOCOOHOCTH OE30MACHO CTOSITh, XOOUTh U MEHSATH MOJIOKEHHE Tea;
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coXpaHeHHe (PyHKLIMOHAIbHbIX BO3MOKHOCTEN BEPXHUX KOHEUHOCTE;

NpO(PUIAKTUKY NAIEHUI U TPaBM;

peAynpexIeHUEe BTOPUYHBIX KOHTPAKTYpP Y OIrpaHUYEHUI MOJBUKHOCTH;

aanTanuio ObITOBON aKTUBHOCTH MIPH PO PECCUPYIOIIEH aTaKCUu;

NOJ/IEPKAHNE BBIHOCIIMBOCTU C YYETOM COCTOSIHUSA CEPAECYHO-COCYAUCTON CUCTEMBI.

J11s1 0OBEKTUBHOTO HAOMIOAEHHS UCTIONB3YIOTCS IIKajla OLUEHKU M pedTuHra atakcu SARA,
MoAM(UIMPOBaHHAs IIKajda oueHKU arakcun Ppugpeiixa (mFARS), a Takke (pyHKUIMOHaAIbHbBIE
TECThI XOIbObI 1 PABHOBECHSI.

OrnennBath HEOOXOAMMO HE TOJBKO BBIPAXKEHHOCTb aTaKCUHM, HO M CIIOCOOHOCTh MallMeHTa
CaMOCTOATEJIHO IPUHUMATD MUIILY, OIEBAThCs1, IEPEIBUTATHCS U MOJIb30BATHCS MPEIMETAMHU.

4. Jleueonas pusKyIbTYpa

OCHOBOI IBUTATENILHON peadUIMTALIMY SIBJISIOTCS YITPaXHEHUsI Ha KOOPIMHAIIMIO, TUHAMIYE-
CKOE PaBHOBECHE Y KOHTPOJIb MOJIOKEHUS TYJIOBUILA.

Ha panHMX cTagusx NpUMEHSIIOTCS ABWKEHHUs C 3aJaHHON TOYHOCTHIO: KacaHWe 0O0O3Ha4YeH-
HBIX TOYEK PYKOW MJIM CTOIOW, KOHTPOJIUPYEMOE NepEMEILEHAE KOHEUHOCTEH U NOC/IEI0BATENIbHOE
BBIIIOJTHEHE MHOTOKOMITOHEHTHBIX JBUTATEJIbHBIX 3a/1aHUM.

TpeHnpoBKa paBHOBECHSI IPOBOIUTCS C MIOCTENEHHBIM U3MEHEHUEM IIOLIAIN ONOPbI, HAITPaB-
JIeHWS! IBUKEHUS M TIOJIOKEHU S TIeHTpa TshkecTH. [1pu BhIpaskeHHOM CEHCUTUBHOM aTaKCUU HEOOXO-
VMO YUYUTBIBATh 3aBUCUMOCTb YCTOMUYMBOCTH OT 3PUTEJIBHOTO KOHTPOJIS.

J1s1 XOAsYMX MaMEeHTOB UCTIONb3YIOTCS YIPAaKHEHU S Ha U3MEHEHHUE [UIMHBI 111ara, peoaoe-
HUE HEeOONBIINX MPEMATCTBUMN, Oe30MacHble TOBOPOTHI M X0/IbOY ¢ BHEIIHMMHU opueHTrpamu. Cre-
IIEHb CTPaXOBKU OIPEJIEIISIETCS] PUCKOM MaJCHUSI.

ITpu yTpare caMOCTOSATEIbHON XOABOB! peabMINTaLNs COCPEIOTOUMBACTCS HA KOHTPOJIE CUjie-
HUS$1, IEPEHOCE MACChl TeJla, EPEMEIIEHUAX MEkK/1y MOBEPXHOCTSIMU U COXPAaHEHUH (DYHKIMOHAJIb-
HBIX ABUKEHUH pyK.

VrpaxHeHust ¢ HEOOJBIIMM CONPOTUBIICHUEM U JO3WPOBAHHBIE a9POOHbIE HATPY3KH MOTYT
BKJIIOUATHCS B IPOrpaMMy I10CJI€ OLEHKU cepieuHo (pyHKLMU. [IpononkuTesIbHOCTb 3aHATUH OIpe-
AeJseTcsl NEPeHOCUMOCTBIO M KAUECTBOM JBUKEHUM, a HE KOJIMYECTBOM [TOBTOPEHUH.

5. Maccax u annapatHas (pu3norepanusi

Maccax npu arakcun Ppuapeiixa MOXET HCHOIB30BAThCS AJIsi OOJErdeHusi BTOPUYHOTO
MBIIIEYHOTO TUCKOM(OpPTa, BO3HUKAIOIIETO BCJIEICTBUE N3MEHEHHOM MOXOJKH, JJIMTEIBHOTO CHJIe-
HUSI WK OpTOoNeuYecKux aechopMarui.

[Ipu HapymieHHON NpPONpPUOLIENIIMKA MacCaX HE BOCCTAHABIMBAET YTPAYEHHBIA MEXaHU3M
KOOpIMHALMU U HE JOJIKEH NMOJMEHSTh CTIeUAIN3UPOBAHHYIO IBUTATEIbHYIO TPEHUPOBKY.

TENS nmonyctiMo paccMaTpuBaTh MPH COMYTCTBYIONMIMX OOJIEBBIX CHHAPOMAX IMOCIIE OLEHKH
YYBCTBUTEJIBHOCTU KOXHU Y MPOTUBONOKA3aHU.

HepsHo-Mbiieunas snekrpoctumyssiuust (NMES) He saBnsiercst cTaHAapTHBIM METOJOM KOP-
pekiuu arakcuu. E€ mpriMeHeHue Mpy OTIeIbHBIX ABUTATEIbHBIX HAPYIICHUSIX TpeOyeT WHIMBUIY-
JIBHOTO (DYHKITMOHATILHOTO OOOCHOBAHMSI.

Hawubonbliee 3HaueHre B peabMIMTAIIA UMEIOT aKTUBHBIE KOOPIMHAIIMIOHHBIE 3aHSTHUS, Tpe-
HUPOBKA PaBHOBECHS U aIaNTAIMs] JBUTATEIbHBIX HABBIKOB. YOEIUTEIbHBIX TOKA3aTeIbCTB CIIOCO0-
HOCTH YJIbTPa3BYKOBO#, MH(PpaKpPaCHOM WJIM MAarHUTHOM TE€PAINIMM U3MEHSTh TeueHue arakcuu Ppu-
Jpeiixa Her.
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6. OpToneauueckas u (PyHKIMOHAJbLHAS PeaduInTanusI

Ckomo3 1 aepopMary CTOI OTHOCATCS K YaCTHIM OPTONEANIECKUM OCJIOKHEHUSIM aTaKCUH
dpunpeiixa.

B nepron pocta HEOOXOOMMO PEry/isipHO OLIEHMBATh COCTOSIHME TTO3BOHOYHHMKA, TIOCKOJIBKY
Mporpeccupyloiee UCKpPUBIEHHE MOXKET YXyIIIaTh YCTOMYMBOCTb TYJIOBHWIIA, MOJOXKEHUE CHUIS U
JbIXaTeIbHYI0 (PYHKIIHIO.

[Tpu pecdopmanmsax cTonm U HECTAOMIIBHOCTU TOJIEHOCTOIHBIX CYCTAaBOB MOIOMPAIOTCS MH/U-
BU/IyaJIbHBIE OpTe3bl M 00yBb. VX 3aaua — oOecneynTh MEXaHUIECKYIo MOAJCPIKKY, He CO3JaBast
JOTIOJTHUATEIbHBIX OrPaHUYCHUH 11 ABUKEHUS.

[NanmenTam ¢ mporpeccupyoeil HeyCTOMIMBOCTBI0 MOTYT TIOTPeOOBaThCS XOMYHKH, a BIO-
CJIEJICTBUY KPECIO-KOJISICKA C MOAJECP/KKOM TYJIOBHUINA M TOAXOASINEH CUCTEMOU CHICHUSI.

dyHKIMOHATBHAS peadbMIMTAIMS BKITIOYAET aJalTalMio MMCbMEHHBIX PUHAIEKHOCTEH, CTO-
JIOBBIX MPUOOPOB U OBITOBBIX YCTPOUCTB MPH AUCMETPUH U TPEMOpE.

[Ipu paccMOTpeHHU XMPYpPrudecKor KOPPEKIMU CKOJIMO3a HEOOX0AMMa KOMILIEKCHAsI Tpel-
orepalMoHHast OLIEHKa, OCOOEHHO COCTOSTHUS CEepALla U AbIXaTeIbHOU CUCTEMBI.

7. Peaﬁl/mnTam/m npu CAUCTEMHBIX H COMMYTCTBYIOIIINX HAPYIICHUAX

Kapnuonornyeckue ocnoxHeHust IMEIOT ocoOoe 3HaueHue npu atakcuu Ppupeiixa. [umnep-
Tpouueckass KapIMOMHUOIATHS U HAPYLIEHUs] PUTMa MOTYT OTPaHUYMBaTh EPEHOCUMOCTb (PU3M-
YECKUX Harpy3okK.

Pexomennyercst kapauonorndyeckoe Haomonenue ¢ nposenenueM DKIT u axokapauorpadun
MIpY TIOCTAHOBKE JIMarHo3a U He pexke OIHOro pasa B rof. Ilpm cepredHbIXx cumMmnToMax Tpedyercs
BHEIUIAaHOBAs! OLICHKA.

BcenencrBue pucka HapyIieHHs! YIJIEBOIHOTO 0OMeHa HEOOXOIMMO PETYJISIPHO KOHTPOJIMPOBATh
rmoko3y Kposu 1 HbA 1¢. [1pu BbIsiBIeHHH caxapHOTo Anadera mporpaMMy (pU3MUECKON aKTUBHOCTH
COIVIACOBBIBAIOT C 9H/IOK PUHOJIOTOM.

Huzaprpus TpedyeT JOrorneanIeckol peabuInTauy, HAMpaBJICHHOW Ha YydIlieHue pa3oop-
YMBOCTH PEYM U MCHOJIb30BaHNE KOMIIEHCATOPHBIX CTPATeryii OOIICHUSI.

Hapymenus mortanus mpoko pacrpocTpaHeHsl pu atakcun Ppuaperixa. B oqnom us uccie-
JOBaHWI CUMITTOMBI TUcharuv oTMevanch y 98% obcme1oBaHHbIX NaleHToB. Oco0yio 0macHOCTh
MIPE/ICTABIISIET MOTYAIMBAs ACTIMpPAIMsl, MPOTeKaroImas 0e3 3aiuTHOro Kanuisd. OyHKIUIO ITI0TaHUs
HEOOXOIMMO OLIEHUBATh PEryJIsipHO, B TOM YHCIIe PU OTCYTCTBUH BHIPaKEHHBIX kajio00. [1pu mono-
3peHHMH Ha aCIIUPaLMIO TOKa3aHO MHCTPYMEHTAJIbHOE UCCIIeJOBAaHHE [NIOTaHM S, IIOCKOJIbKY KJIMHAYE-
CKasl OLIEHKA He MO3BOJISIET HAJEKHO UCKITIOUUTD €€.

Ha nosgaux cragusx 3a0o0j1eBaHUs YUYMTHIBAIOTCS BO3MOXKHOE CHIKEHHE [bIXaTeIbHOTO
pe3epBa, HapYIIeHUsI CHA U IOTPeOHOCTh B PECIMPATOPHOM MOIEPKKE.

Crenuduyeckas JieKapCTBEHHAsI TEPAIKsl pacCMaTPUBAETCS] HEBPOJIOTOM OT/ENIBHO OT peadu-
JIMTAlIMOHHOW MPOrPaMMBbl, C YYETOM JEWCTBYIOIIMX B CTpaHe MOKa3aHWM U JOCTYIHOCTH Mpenapa-
TOB.

8. HpOTI/IBOHOKa3aHI/IH H OrpaHn4eHuA

OCHOBHBIE OrpaHUYEHUs] CBSI3aHBI C HAPYIIEHWEM DPAaBHOBECHS, CHWKEHHUEM TIIyOOKOW 4yB-
CTBUTEJILHOCTH ¥ BO3MOXKHBIM ITOPAKEHUEM CEPALIA.
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Henonyctumsl yripakHEeHUsI C BBICOKMM PUCKOM TafeHHsi 0e3 COOTBETCTBYIONIEH CTPaXOBKH.
[Tpu BBIpaKEHHON aTaKCUM HEOOXOAMMO M30eraTth CaMOCTOSITENHHOTO BBIOJTHEHUSI CJIOKHBIX KOOp-
JMHALMOHHBIX 3a[JaHUM Ha HEYCTOMYMBOW MTOBEPXHOCTH.

[Ipu kaparoMuoNaThH, APUTMHUSX WIM NMPU3HAKAX CEPAEYHOM HEJOCTAaTOYHOCTH MHTEHCUB-
HOCTb (PM3MYECKUX HArpy30K ONpPEAEAeTCsl OCe KapAUOIOrMYECKO OLIEHKH.

[NosiBnenne 60 B rpyan, OOMOPOKA, BHIPAKEHHOM OJIBIINIKHA WM CeparieOneHrsi BO BpeMs
3aHATHIA TpeOyeT HeMEeJICHHOTO MPEeKpaIleHus] Harpy3Ky U MEJUIIMHCKOW OLICHKH.

[Tpu 3HaUMTETHHOM CKOMMO3€e U ehOpMaIHAX CTOM ClielyeT n30erarb TpaBMUPYIONIMX MaHU-
MYJSIMNA ¥ YIPa)XHEHU!, BBI3BIBAIOIIMX YPE3MEPHYIO MEXaHUUECKYIO HArpy3Ky.

9. PeKOMeH,[IaIII/II/I NAanUuEeHTy U poACTBCHHUKaM

JoMaiHsiss peaOMIIMTAIIMOHHAST TIPOrpaMMa JIOJKHA BKJIIOYATh PEryjsipHble Oe30MacHbie
yIpakHEHUsI HAa KOOPAMHALIMIO U MOIEPKaHUe JOCTYITHOM JBUraTeIbHON aKTUBHOCTH.

B xuiom nomereHny HEOOXOAMMO YMEHBIIUTD PUCK MaIeHUI: 00eCIeYnTh XOpOIliee OCBelIIe-
HUE, UCTIOb30BaTh HECKOJB3SIIIHE MTOKPHITHS ¥ IPELYCMOTPETh YCTONYMBBIE ONIOPBI B HEOOXOIMMBIX
MECTax.

[pu 3aTpynIHEHUH CaMOCTOSATEBHON XOAbObI BAXKHO CBOEBPEMEHHO TOI00paTh TEXHUYECKHUE
Cpe/CTBa NepeIBUKEHUS, HE JOKU1AsCh IOBTOPHBIX TPABM.

PonctBenHukam crieyet oOpamarh BHUIMaHUe Ha I3MEHEHUE Peuu, TOSIBJICHUE TTOTIEPXUBAHUS
TIpU €J1e, MOBBIILEHHYI0 YTOMJISIEMOCTb U CEPIIEYHO-COCYIUCTIE CUMIITOMBI.

PerynsipHoe HaOmoneHue y HeBpoJIora, Kapauosiora, OpTonea v Ipyrux CreluairucToB M03BO-
JISIeT CBOEBPEMEHHO M3MEHATh PeaOMIIMTAIIMOHHYIO IPOrPaMMYy.

Meuko-reHeTn4eckoe KOHCYJIbTUPOBAaHUE PEKOMEHIYETCsl MAIIMEHTY U CEMbE C YYETOM ayTo-
COMHO-PELECCUBHOIO XapaKTepa HacJIeJOBAHHUS.

10. 3akiaouenue

Artakcus punpeiixa rnpeacrapisieT coOoi HaclleJCTBEHHOE HellpoaereHepaTuBHoOe 3a00seBa-
HUe, ITPYU KOTOPOM HapyIleHHsI KOOPAMHAIIMK COYETAIOTCS C MOPaKEeHUEM UYBCTBUTEIBHBIX MPOBO-
JSAIIMX ITyTel U CHCTEMHBIMU OCJIOKHEHUSIMHU.

OcobeHHOCTh METUIMHCKOM peaOMIUTAIINK 3aKJII0YaeTCsl B HEOOXOIUMOCTH COYeTaTh TPEHU-
POBKY KOOP/IMHAIIMY U PABHOBECHS C OPTOMEANIECKON MOJIEPKKON U PEryJIsIpHBIM KapAUOIOTHYe-
CKVM HaOII0IEHUEM.

I'maBHBIM KpuTepueM 3(pEeKTUBHOCTH PeadWIUTAIIK SIBJISIETCS] COXpaHeHre (DyHKITMOHATb-
HOM CaMOCTOSITEJIBHOCTH TAllMeHTa, 0e30MacHOCTH TepeBIKEHHS] M CIIOCOOHOCTH Y4acTBOBAaTh B
MOBCETHEBHOM KU3HU.

Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas mepanusi npu 2eHeMUUECKUX
3a001e6aHUAX
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I'naBa 11. Arakcusi-tejieanrus3krasus (cuagpom Jlyn-bap)

Yacmo II. Hacredcmeentivle 3a001e8aHUSI HEPBHOT CUCTEMbL
Arakcusi-resieanrmdkrasus (cungpom Jlyn-bap) ( Ataxia- Telangiectasia (A-T) )

1. O6mas xapakTepucTUKa 3a00JieBaHus

ATakcHsi-TeIeaHTMIKTA3Usl — PEIKOe HACIeACTBEHHOEe MYJIbTHCUCTEMHOE 3a00/ieBaHue,
XapaKTepusyolleecsi MpOrpecCUpYIONIMMUA HEBPOJIOTMYECKUMU HapyIIEHUSIMU, UMMYHOIEe(UIIH-
TOM, TIOBBIIIIEHHON 4yBCTBUTEIBHOCTHIO K MOHU3UPYIOIIEMY U3TYUYEHHUIO U MPEeIPacHOI0REHHOCTHIO
K 3JI0KQUeCTBEHHBIM HOBOOOPA30BAHUSIM.

3aboneBaHre 00yCIIOBICHO OMalIeIbHBIMU MAaTOTeHHBIMU M3MeHeHusiMu TeHa ATM, pacrioso-
’KEHHOT0 Ha OMMHHAALIATON XpoMocome. Koaupyemblii UM OeJIOK yyacTBYeT B paCliO3HaBaHUM MOBpPe-
xaenuid [THK u peryisiuuu KJIeToyHOro oTBeTa Ha HHMX. THIT HaclieoBaHUsI — ayTOCOMHO-PeLec-
CHBHBIM.

Io orny6IMKOBaHHBIM SMHIEMHUOIOTMYECKAM OLIEHKaM, YaCTOTa 3a00JIeBaHUSI COCTaBJISIET MTPHU-
o6msutenbHO oauH ciayvaid Ha 40 000-100 000 yenoBek; B OTIENBHBIX MOMYJISALUSAX BCTPEYAIOTCS
OoJiee HU3KUE TTOKA3ATENMN.

Beigensior kiaccuueckyio (bopMy ¢ paHHUM HavyajioM U BbIPaXKEHHBIM IPOrPECCHPOBAHUEM
HEBPOJIOTMYECKUX HAPYIIEHUH, a TaKKe BapUaHTHbIE (DOPMBI C O0siee MATKAM UM ATUITMYHBIM Teue-
HHEM.

2. Kimanyeckasi KapTHHA

[NepBble MpPHU3HAKK KJIACCHYECKON aTaKCHU-TEJICAHIMIKTA3MK OOBIYHO BOZHHMKAIOT B PaHHEM
IETCTBE, KOoraa peOEHOK HAYMHAET CAMOCTOSITENIBHO CTOSITh M XO/IUTb.

XapakTepHbl HEyCTOMYMBas1 MOXO/Ka, HapylIeHNe KOOPIUHALIMY TYJIOBHILA, 3aTPyAHEHUE TOY-
HBIX JBUKEHMI PYK U MOCTENEHHO HapacTamouias arakcus. [To Mepe pa3Butus 3a0oneBaHusl MOTYT
MIPUCOEJUHATLCS TU3apTPHs, JUCTOHUSI, XOPEUUECKUe ABUKEHUS U nepudepryeckas HepomnaTusl.

Oco60e AMarHoCTUYecKoe 3HaueHHe UMEIOT TeJICAHTMIKTA3UN — PACIIUPEHHBIE TOBEPXHOCT-
HbIE COCY[bl, HEPEJKO 3aMETHbIE Ha KOHBIOHKTUBE I71a3 U Koxke. OHM MOIYT HOSIBJIATHCS MO3/HEe
NIePBBIX HEBPOJIOTMYECKUX CUMIITOMOB.

YV HEKOTOPBIX MAlIMEHTOB BhISBJISAIOTCS [JIa30/IBUTATE/IbHAS AlIPAKCUS], 3aTPyAHEHU S (PUKCALUU
Y niepeBojia B3MIAAa. DTU HapyLIEHUs OCIOKHSIOT BbIIOJHEHUE 3PUTESIbHO KOHTPOJIUPYEMBIX [IBU-
raTesIbHbIX 3aJaHUM.

VimmyHonornveckue HapyuieHUs MPOSIBISIIOTCS MOBBIIIEHHON BOCIIPUMMYUBOCTBIO K MH(EK-
ISIM, OCOOEHHO JIbIXaTeIbHBIX MyTel. BO3MOXHBI XpOHMYECKHEe OPOHXOJIETOYHBIE OCIIOKHEHWS,
HapylleHUsl TUTaHUs U [JIOTaHUS.

JlmarHocTiKa OCHOBBIBAETCS Ha KJIMHUYECKUX MPOSIBICHUSX, MMMYHOJIOTHYECKOM 00CIeno-
BaHMH, onpejesneHnu anbga-peronporenHa (AFP) u MonekyaspHO-reHeTHUECKOM MCCIIeA0BAaHUM
ATM. [osbiieHHsiit AFP siBisieTcs XapakTepHBIM, HO HE CAMOCTOSITE/IbHBIM AMarHOCTUUECKUM KPH-
TEpUEM.

3. lean MeUIMHCKON peadnuTaIumn
Pea6I/IJ'II/ITaL[I/IOHHa$I [porpaMmMa HallpaBJICHA Ha COXPAaHEHUE (pYHKL[I/IOHaJ'IbeIX BO3MOZKHO-

crei [Hale”dTa C 00s513aTeJIbHBIM y‘{éTOM NMMYHOJIOTUYECKUX U PECITUPATOPHBIX PHUCKOB.
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OCHOBHBIMHU 33JJa4aMH SIBJISIIOTCSL:

No/epKaHe KOHTPOJISI MOJIOKEHU S TOJIOBBI M TYJIOBUILA;

YJIy4lIeHUE YCTOMUYMBOCTY U COITIACOBAHHOCTU JOCTYIIHBIX JBUKEHUN;

COXpaHEeHHE HABBIKOB CAMOCTOSITEILHOTO TIEPEABKEHUS U CaMOOOCITYKMBAHHUS;

NpO(UIAKTHKA KOHTPAKTYP ¥ BTOPUYHBIX OPTONEINYECKUX OCTIOKHEHUM;

YMEHBIIEHUE pUCKa Ma/IEHU;

noaaepxxanve 3p@PEKTUBHOTO AbIXaHUS U OYMILEHHUS JbIXaTe/IbHbIX TyTEeH;

npeaynpexieHue (PyHKIMOHATIbHBIX TIOC/IEICTBUN HAPYILIEHU TTIOTAaHUS.

[Ipu ouieHKe pe3ysbTaTOB BaKHO YUUTHIBATh HE TOJBKO BBIPAKEHHOCTh ATAKCHU, HO U NIEPEHO-
CUMOCTb TIOBCEJHEBHOM aKTUBHOCTH, YaCTOTY PECIIMPATOPHBIX OCIOKHEHUH 1 CTENIeHb HEOOXOMMOM
TTOMOIIH.

Jlnst HaOMoIeHr sl 32 KOOPMHAIMEH MOTYT UCTIONb30BAThHCS MIKAJIBI aTaKCHUH, BKmodast SARA,
OJIHAKO MX pEe3yJbTaThl CJEAyeT JOMNOJHATh OLEHKOH pealbHbIX ABUraTeJIbHbIX BO3MOXKHOCTEW
peOEHKa.

4. Jleueonas pu3KyIbTYpa

JlBuratenbHasi peaOWIMTAIMS TIPH aTAKCHU-TEIEAHTMIKTA3UU CTPOUTCS MPEUMYIIECTBEHHO
BOKPYT' KOHTPOJISI TYJIOBHIIA, (PYHKITMOHATBHON KOOPIMHAIIMM M OE€30MaCHOTO BBITIOJIHEHUS MTOBCeE-
IHEBHBIX IBUKEHUM.

Ha panHMX cTajusx npUMEHSIOTCS UTPOBbIE YIPaXHEHUS ¢ U3MEHEHUEM IOJIOKEHUS Tela,
KOHTPOJIMPYEMBIM [IEPEHOCOM Beca U JOCTUKEHUEM MpeAMeToB pykamu. [Ipu HapymeHusax riaso-
JBUTATEILHOM KOOPIUHAIMY 3a/IaHUs AJANITUPYIOT TAKUM 00pa3oM, YTOObI Upe3MepHasi 3puTesbHast
Harpy3ka He 3aTpy/HsiIa BbIIIOJTHEHUE TBUKEHUN.

s XOosAYMX MalMEHTOB MCHOJIB3YIOTCS TPEHUPOBKA YCTOMUYMBBIX MOBOPOTOB, MU3MEHEHHE
HAaIlpaBJIeHHsI 11ara ¥ MPOXOsKIeHUEe KOPOTKUX MapIIPYTOB ¢ HEOOXOAMMOMN CTPAXOBKOM.

[Ipu nporpeccupoBaHMM JBUraTeIbHbIX HApPYIIEHWI aKIEHT NEPEeHOCUTCS Ha YCTOMYMBOCTD
CUJECHUS, CAMOCTOSITE/IbHBIE TTEpEMEIIIEHH ], COXpaHEeHHEe (PYHKLIMU BEPXHUX KOHEUYHOCTEH U Mpey-
Mpek/IeHNe KOHTPAKTYP.

Msrkue ynpaxHeHHs Ha MOABUKHOCTb CYCTABOB COUETAIOTCS C JOCTYITHON aKTUBHOM Harpys-
koil. [IpookuTeNIbHBIE MHTEHCHBHBIE 3aHATUSI HEleJecoOOpa3Hbl MPH BBIPAKEHHON YTOMJISIEMO-
CTH, PECIIMPATOPHBIX CUMIITOMAX MJIM OOIIEM YXyAIIIEHUH COCTOSHUS.

[Tpu BbIOOpPE MecTa MPOBEACHUS 3aHSITUN YUUTHIBAIOTCS TOBBIIIEHHBI PUCK MH(EKIMNA U
HEOOXOIMMOCTh OTPAaHUYEHUSI KOHTAKTOB C JTIOJbMH, UMEIOIIMMU MTPU3HAKY 3aPa3HbIX 3a00/IeBaHUI.

5. Maccax u annapatHas (pu3noTrepanusi

Maccax MOXeT TPUMEHSTBCS 17151 00JIerYeHrsi COMyTCTBYIOIIETO MBIIIEYHOTO JUcKoMpopTa 1
yJIy4lIeHusl IEPEHOCHMOCTH TO3ULIMOHMPOBAHUS, OHAKO HE OKa3bIBAET JJOKA3aHHOIO BJIMSIHUS Ha
HelpoiereHepaTUBHBIN MPOLIECC.

VY manueHToB ¢ BhIpaXeHHOH ¢1aboCThio, AeopMalvssMy I CHYKEHHEM MAaccChl Teja Tpel-
MOYTHUTENIbHBI MSITKME TEXHUKU 0€3 TPaBMUPYIOILETO JIaBJICHUSI.

TENS MokeT paccMaTpvBaThCs MPH OTAEIBHBIX OOJEBBIX CHHIPOMAax, HO He OTHOCHTCS K
METOJaM JIEUEHHUs] OCHOBHOI HEBPOJIOTMUYECKOM MATOJIOTUH.

DNEeKTPOCTUMYJISALMSA MBI HE UMEET YCTaHOBJIEHHON 3(p(PEeKTUBHOCTU B OTHOIIEHUU IPO-
rpeccupyolieil aTakCuM U J10JKHA IPUMEHSITHCS TOJIKO TP CaMOCTOATEIbHBIX (DYHKIIMOHATBbHBIX
MOKA3aHUSX.
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VrabTpa3ByKkoBasi, MH(ppaKpacHasi 1 MarHUTHAsI Teparnus He 00IaJaloT I0Ka3aHHON ClIOCOOHO-
CTBIO U3MEHSATh TeueHHe 3a0oneBanus. [lepes Ha3HAUeHUEM JTIOOBIX alllapaTHBIX MPOLEyp HEOOX0-
AMMO OLIEHUTD WX I1eJ1b, OE30MaCHOCTh U HAJIMUHME COMYTCTBYIOIIMX OCTIOKHEHHA.

Crenyet pa3nuyaTh (pU3HOTEPANIEBTHUECKHE MTPOLIEAYPhl M TUArHOCTUYECKOe 00IyYeHHUe: 0Co-
0ast paOuyBCTBUTEILHOCTD MAIIMEHTOB CBS3aHA MPEk/E BCETO C MOHU3UPYIOIIUM U3y YeHHEM.

6. OpToneauueckas u (PyHKIMOHAJbLHAS PeaduInTanusI

[Tporpeccupyioiiee HapyIlIeHre KOHTPOJIS TYJIOBHUINA MOXET CIOCOOCTBOBATh Pa3BUTHIO CKO-
JIM032, HEMTPABUJIbHBIX YCTAHOBOK KOHEUHOCTE! U 3aTPyAHEHUI MTPU JJIMTEIbHOM CUJCHUU.

[Tpy HEOOXOAMMOCTH KCTIONB3YIOTCSI MHIUBHUIYaJbHbIE CUCTEMBl CHIICHHs, OPTOMEANYECKUe
OIOpPBI U CPEACTBA NMO3UIIMOHUPOBAHUSI.

loneHocTonHbIe OpTE3bl MOAOUPAIOTCA C YYETOM XapaKTepa TOXOAKU W COMYTCTBYIOIIEH
MBIIIIEYHOH crnadoctu. VX mpuMeHeHne JOMKHO OOnerdyarb MepeaBUkKeHre, a He JIOTOIHUTEIBHO
OrpaHUYMBATh JOCTYITHBIE JBMKEHUS.

[To mMepe yBenuyeHus: prcKa NMaJeHuil MOKeT OTpedoBaThesl Kpeco-Konsicka. Ero cBoespe-
MEHHBII TIOI00p MO3BOJISIET COXPAHSATh yYacTHe MallMeHTa B 00yYeHUH, OOIIEHUN 1 TIOBCEJHEBHOM
JESITEIbHOCTH.

[Ipu HapylieHMU TOYHOCTHM JBUAKEHHWI PyK NPUMEHSIOTCS aJalTHPOBAHHbBIE CTOJIOBBIE IPU-
O0pbI, MUCbMEHHBIE PUHAIE)KHOCTU M BCIIOMOTATE IbHBIE YCTPOMCTBA.

Pemienne o xupypruueckoil KOppeKLUU TSKEIBIX OPTONEAMYECKUX AedopMaliil IpUHUMA-
eTcsl M0C/Ie KOMIUIEKCHOW OLIEHKM COCTOSTHMS JbIXAaTeJIbHOW CHUCTEMbl, UMMYHHOIO CTaTryca U BO3-
MO’KHBIX AHECTE3UOIOTMYECKUX PUCKOB.

7. Peaﬁl/mnTam/m npu CACTEMHBIX U COMMYTCTBYIOIIINX HAPYIICHUAX

OpnHoit u3 HanboJee cephE3HbIX MPOOIIEM IPU ATAKCUU-TEJICAHTUIKTA3UM SIBJISIETCS] COUETaHUE
MMMYHOe(DUIUTA U XPOHUIECKHUX 3a00JIeBaHUI JIbIXaTeIbHON CUCTEMBI.

[ToBTOpHBIE MH(EKIIMM, HAPYIIEHHS KAIlIJIEBOrO MEXaHW3Ma U acliipalys MOryT IPUBOJUTH K
OPOHXO3KTa3aM U YXYIIICHUIO (DYHKIIUH JETKUX.

PecrimpatopHasi peabuimTaiysi BKJIIOYAET OLEeHKY 3((PEeKTUBHOCTH KaIllisi, 00y4eHre JOCTYTI-
HBIM TEXHMKaM OYMIIIEHMS JBIXaTeJbHBIX MyTed M MOAOOp BCIOMOTATEbHBIX METOIOB yrasie-
HUS1 OpOHXHMAJBHOTO cekpera. [Ipn HEOOXOIMMOCTH MCHONMBb3YIOTCS CHelHaIbHbIe YCTPOMCTBA IS
MOMOIIM TIPU Kallle.

NMMmyHONOrn4yeckoe cornpoBOkKAEHUE MOKET BKJIIOYATh 3aMECTUTEIBHYIO TEPAITUI0 UMMYHO-
I00YIMHAMM ¥ TPOUITAKTUKY MH(EKIUH 110 UHAMBUIYATIbHBIM MOKA3aHUSIM.

OpodapunreasipHast gucdarvsi Mpu aTaKCUU-TEJICAHTUIKTA3UU MOXET MPOrpeccCUpoBaTh U
TIOBBIINIAET PUCK ACMMPAIMIOHHBIX PECIUPATOPHBIX OCIOKHEHUI. Acnrpalivsi MHOTa MpoTeKaeT 6e3
3aLIUTHOIO KallUisl, I03TOMY IIPY MOBTOPHBIX THEBMOHUSX WM YXYALUEHUH JIbIXaTeIbHON (DyHKIUU
HEOOXO0IMMO LIeJIeHAPABJICHHO OIIEHUBATh OE30MACHOCTD IJIOTAHUS Jake MPU OTCYTCTBHH Kajlod Ha
nonepxrpanue. [1o nokasaHusiM npoBOAATCS MHCTPYMEHTAJIbHAS OLIEHKA [TIOTAHM 1, JIOTONeAuuecKas
KOppEeKLUs, aJanTtalys KOHCUCTEHIIMY UM U HyTPUTUBHAS MOJIEPKKA.

Ocoboe 3HaueHre MMeeT TOBBIIIIEHHBIN PHUCK 3JI0KAYeCTBEHHBIX HOBOOOPA30BaHUH, Mpexke
Bcero JIMM(OM U JIEWK030B. [1arueHTsl Hy K JAI0TCS B CIENUATM3MPOBAHHOM HAOMIONCHUH.

Bcenencreue Hapymenuii BoccranoBienus JJHK cranaapTHeie noaxoapl K J1y4eBoi Tepanvu u
HEKOTOPbIM IIPOTUBOOITYXOJIEBBIM IIpenapaTamM MOTYT COIPOBOKAATHCS BBIPAKEHHOW TOKCUYHOCTBIO
1 TpeOyIOT Be/IeHUs CIeIMATUCTaMU, UMEIOIIMMHU OIIBIT JICYSHUS IJAHHOW MaTOJIOTUH.
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8. HpOTI/IBOHOKa3aHI/IH H OrpaHn4eHusA

KimoueBoe orpaHryeHue npy aTakCUM-TeIeaHTMIKTa3UM CBSI3aHO C TIOBBIIIEHHON UyBCTBUTEb-
HOCTBIO K HIOHU3UPYIOLIEMY U3JTyYEHHUIO.

PenTrenonorvueckue ucciieoBaHusl U KOMITbIOTEpHast TOMOrpausi 10 BOZMOKHOCTHU 3aMEH -
I0TCSI MeTOaMU 0e3 MOHM3UPYIOIIETO M3ITyYeHus], BKITIOUas yIbTPa3ByKOBYIO quarHoctuky u MPT.
Ecnm nccnenoBanme ¢ o0myYeHreM KU3HEHHO HeOOXOIMMO, pellieHre IPUHUMAETCS] MHAWBU/IYaJIbHO
C MMUHUMMU3ALUEN 103l

JlydeBas Tepanusi OOBIYHO MPOTHBOMOKA3aHA BCJIEACTBUE PUCKA TSIKEIIOTO MOBPEXKACHHS TKa-
Hell.

[Ipu BeIpa’keHHOM MMMYHOAE(DUITTE HEOOXOAUMO M30erath HeoOsA3aTebHBIX KOHTAKTOB C
MalyeHTaMu, UMEIOIIMMU OCTpble MH(peKIMKU. AKTUBHbBIA MH(PEKIMOHHBIN IIPOLIECC, JTUXOPAIKa WK
AbIXaTeIbHasi HeJOCTAaTOYHOCTh TPEOYIOT MePecMOTpa ABUTaTEIbHOM IPOrPAMMB.

VipaxHeHust C BBICOKUM PHCKOM TaJIeHUH HE JOJDKHBI IPOBOAUTHCS O€3 COOTBETCTBYIOIIEH
CTPaxOBKH.

[Ipu BbIpa’keHHBIX HapyUIEHUsIX [IOTaHWSI HEAOMYCTUMBI 3aHATUS cpa3y IOoc/ie KOPMIIEHUS,
€CJIM MOJIOKEHUE TeJla WIM MUHTEHCUBHOCTb HArPY3KHU YBEJIMYMBAIOT PUCK acCTIMpaLlvu.

9. PeKOMeH,[IaIII/II/I NAanUuEeHTy U pOoACTBCHHUKaM

Cembe HEOOXOAUMO OOBSCHHTH, UTO peaOWINTALIUS MPH aTaKCUU-TEICAaHTUIKTAa3UN JOJIKHA
YUUTBIBATh HE TOJIBKO JIBUTATC/IbHBIC HAPYIIEHWs, HO U COCTOSIHUE WMMYHHOW W JbIXaTeJbHOM
CHCTEM.

JloMariiHue 3aHATHS ClIeAyeT IPOBOIUTL PErY/IsIPHO, UCIIONbB3YsT KOPOTKUE (DYHKIIMOHAIBHBIE
3aJ]aHus1, COOTBETCTBYIOIIME BO3MOKHOCTSIM peOEHKa.

BaxHO CBOEBPEMEHHO a/IalTUPOBaTh OOCTAHOBKY JIJIs1 IIPEAYIPEXKACHH MaJICHUIN, COXPAHSTh
CaMOCTOSITEJIBHOE y4yacTHe B OBITOBBIX JCUCTBUSAX U KOHTPOJIMPOBAThH MPABUIBHOCTD MIO3UIIMOHUPO-
BaHUA.

PozcTBeHHMKaM clieyeT oOpaiiath BHUMaHUe Ha JJTUTENIbHBIN KalllesIb, TOBTOPHbIE PeCIpa-
TOpHbIe UH(EKIVMH, U3MEHEHUE XapaKTepa JbIXaHHsl, TIONIepXUBaHKeE TPH eJic U HeOObSICHUMOE CHU-
JKEHHE MACCHI TeJia.

INepen npoBeicHNEM MEIUIIMHCKUX HCCIIEA0BaHUI HEOOXOIMMO COOOIIATh CIEIMAINCTAM O
JMArHO3€ ¥ MOBBIIICHHON PaJIMOYyBCTBUTEIBHOCTH TAI[EHTA.

MeauKO-TeHETUYECKOe  KOHCYJIbTHPOBAHHWE PEKOMEHIYEeTCsl CeMbe C YYETOM ayTo-
COMHO-PELIECCUBHOTO HACJIEJIOBAHUSI.

10. 3akiaouenue

ATakcusi-TeleaHr 9K Ta3usl MPEACTaBIsIeT OO0 HACIEICTBEHHOE MYJIbTUCUCTEMHOE 3a00I1e-
BaHUe, IPU KOTOPOM IIPOrPECCUPYIOLIIE HEBPOJOTMYECKUE HApPYIIEHUsI COYETAIOTCs ¢ UMMYHO/Ie-
q)I/ILII/ITOM, peCnrpaToOpHbIMU OCJIOKHEHUSAMU U MMOBBIICHHBIM OHKOJIOTUYCCKUM PUCKOM.

Pea6I/IJII/ITaHI/IOHHaH CTpaT€rus OOJIKHA YUYHUTbIBATb OCO6GHHOCTI/I ABUTATCJIBHOI'O Ppa3BHUTUA,
6€3OHaCHOCTb IIUTaHusA, COCTOSIHUE IIbIXElTGJ]bHOfI CUCTEMBI U OI'paHUYCHM A, CBA3AHHBIC C PaJUOYyB-
CTBUTEJIBHOCTHIO.

OcHoBHas 3aj1a4a MEJAUIIMHCKON peabWIMTAlliU 3aKJII0YaeTcsl B COXPAHEHUM OCTYITHBIX
byHKIMI, TIpeaynpekIeHUN OCIOKHEHHA M 00eCreYeHWH MaKCUMAaJbHO BO3MOXKHOTO YYacTHs
IIalfMcHTa B HOBCGIIHGBHOfI JKN3HU.
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I'maBa 12. bBoJje3us 'eHTHHITOHA

Yacmo II. Hacredcmeentivle 3a001e8aHUSI HEPBHOT CUCTEMbL
Bboae3nb I'enrunrrona (Huntington Disease (HD) )

1. O6mas xapakTepucTUKa 3a00JieBaHus

Bonesnb [eHTHHITOHa — Hac/eCTBEHHOE MPOrpeccupylolee HelipoereHepaTuBHoe 3a0ore-
BaHMeE, XapaKTepU3yIoIeecs: COUeTAHUEM JBUIATEIbHbIX, KOTHUTUBHBIX M [ICUXMUECKUX HAPYLLEHUI.

ITpuurHO# 3a605€BaHNA ABJISAETCSA MATONOrMUeckoe yBearnueHre ynciia noBropoB CAG B reHe
HTT, pacnionoxeHHOM Ha 4eTBEPTON XpoMocoMe. | eHeTrueckoe n3MEeHeHNe PUBOAUT K 00pa3oBa-
HMIO TIATOJIOTMYECKOro OesKa FeHTUHITUHA, HapyIIaoero (hbyHKIMIO HEHPOHOB, TPEMMYIIIECTBEHHO
B 00sacTy 6a3aJIbHBIX TAHTIIEB M KOPBI TOJIOBHOTO MO3Ta.

Tun HacneJoBaHUs — ayTOCOMHO-/IOMUHAHTHBIA. [Ipy HajMuMy NaToreHHoro BapuaHTta reHa
y OJIHOTO U3 POIUTEJIEN BEPOSTHOCTD €0 Mepe/iauu KakaoMy peOEHKy cocrasiser 5S0%.

PacnipoctpanéHHOCTb O0se3HM ['@HTUHITOHA CYHIECTBEHHO Pa3jIMyaeTcss Mekay MOIMyJIsLu-
AMU. B cTpaHax eBpoInencKoro pernoHa SMuIeMUoIOrHueckre moKa3ares HeOXHOPOIHBI, YTO MOJ-
TBEpKJAaeTCsl cucTeMaTiueckumMu oo3opamu. B crpanax Adpuku 1oxHee Caxapbl, COIJIacHO MeTaa-
Haymzy 2025 ropma, oObeqUHEHHAS OLIEHKA PAaCIPOCTPAHEHHOCTH COCTABJISIET MPUOIU3UTENBHO 2,8
ciyyas Ha 100 000 HaceneHus.

IepBble cuMITOMBI OOBIYHO NOABISIOTCA B Bo3pacte 30-50 JieT, OHAKO CyLIECTBYIOT I0Be-
HUWIbHBIE (POPMBI C HAYaJIOM B JETCTBE UJIM OJPOCTKOBOM BO3pacTte. 3a00JieBaHNe UMEET ITporpec-
CHUPYIOILIMI XapaKTep U MOCTENEHHO OrPaHUYMBAET CAMOCTOATEIbHOCTh MALMEHTA.

2. Kimanyeckasi KapTHHA

Hawnbonee n3BecTHBIM IBUTATENILHBIM IPOSIBJIEHUEM 00Jie3HU [ €HTUHITOHA SBJISIETCS XOpest —
HEIPOU3BOJIbHBIE, HEPUTMUYHbIE, OBICTPhIE JBIKEHU ST KOHEUHOCTEN, JIMIA U TYJIOBHIIIA.

Ha paHHUMX cTagusax OHU MOTYT BbIIVIAIETh KaK HE3HAYUTE IbHAS IBUraTesIbHa s HEJIOBKOCTb WJIH
OecrokoiicTBO. B nanpHeieM BO3HUKAIOT HApYIIEHHs TOXOAKH, KOOPAMHALMH, YAEPKaHUS PaBHO-
BECHSI ¥ TOYHOCTH ITPOM3BOJIbHBIX ABUKEHUH.

XapakTepHbl 3aTpyJHEHN S IPU HaYaJIe ¥ MOCJIeA0BATEIbHOM BBIIIOJIHEHUM JIBUTATEIIbHBIX JeH-
CTBUI1, 3aMe/JIEHNE PEaKLIMU U HapyLleHUe KOHTPOJIA MOJOKEHUS Tea.

ITo mepe mporpeccupoBaHusi 3a00JIEBaHUsI MOTYT Pa3BUBATHCS JTUCTOHUS, OpaJMKUHE3US U
MBIILIEYHAs] pUrMIHOCT. [1py 10BeHUIbHOH (hopMe PUTHAHOCTD U 3aMEAJIEHHOCTD IBUKEHUI HEPEIKO
npeo0ialaloT Ha/l XOpeen.

KornuTuBHbIEe HapyIIeHN s TPOSABIIAIOTCSA CHUKEHUEM CIOCOOHOCTH K IJIAaHMPOBAHHUIO, KOHLICH-
TpaLMY BHUMaHMS U BBITIOJIHEHUIO TTOCIIEI0BATENbHbIX IeHCTBUI. BO3MOXHBI Aenpeccus, pa3apaxu-
TEJIbHOCTh, TPEBOKHOCTD, allaTUs U U3MEHEHU s ITOBE/ICHU .

Ha no3aHux cragusx BO3HUKAIOT BbIPaXKEHHBIE HAPYILLEHUS Peyuu, [TI0TaHusl, IUTAHUSA U CaMo-
00CITyKMBaHHUSI.

JlnarHo3 noATBepxkaaeTcss MOJEKy/IsipHO-reHeTnuyeckum ucciepopanueM HTT c onpenene-
HueM umcia nosropos CAG.
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3. llesin MeTUIUHCKON peaduIuTaIuU

OcHoBHas 3a/1a4a peaduInMTaIy 1pu 0osie3Hn [ eHTUHITOHA — MaKCUMaJIbHO IPOAOIKUTEIb-
HOE€ COXpaHeHue (PYHKIMOHAJIBHOU CaMOCTOSITEJIbHOCTH MAlleHTa B YCJIOBUSAX COYETAaHHOTO JJBUTa-
TEJIbHOTO ¥ KOTHUTUBHOTO JIe(pUIIHTA.

KimoueBbIMU HanpaBJIEHUSIMU SIBJISIIOTCS:

noiepkaHre CIOCOOHOCTH OE30MaCHO XOAUTh U U3MEHSITh MOJIOXKEHUE Tela;

yIIy4llleHde YCTOMYMBOCTH MPU HETTPOU3BOJIBHBIX ABUKEHUSX;

coxpaHeHHe (PyHKLIMOHAIbHBIX IBUKEHUN PYK;

npenynpexaeHue NaJeHuil U TpaBM;

nojaep;kanve (pu3nYeckoil BHIHOCIUBOCTH;

aJlanTanys ABUTATeNIbHBIX 33/IaHA TIPH HAPYIIEHUSIX BHUMAHUS ¥ TTAMSITH;

coxpaHeHHe Oe30IacCHOrO MUTaHUS U JOCTYITHBIX CIIOCOOOB OOIICHMS.

nsa oobexkTuBHOTO HabOmoneHus ucronb3yercs Unified Huntington's Disease Rating Scale
(UHDRS), BrJI04aomas oLeHKY JABUraTeIbHbIX, KOTHUTUBHBIX M (DYHKIIMOHAJIbHBIX HAPYIIEHUIA.

Oco6oe 3nauenue umeet Functional Capacity Score (TFC), orpaxaiomuii cTeneHb COXpaHHO-
CTU TIOBCEJTHEBHOW CaMOCTOSITEJIbHOCTH.

PeaGwutarimoHHble 11e11 HEOOXOIMMO PEry/IsipHO MepecMaTpuBaTh Mo Mepe U3MEHEHHsI IBU-
raTe/IbHbIX ¥ KOTHUTUBHBIX BOZMOXXHOCTEH IMallMeHTa.

4. Jleueonas pu3KyIbTYpa

Ha pannux cragusx 3a0o1eBaHyst IPUMEHSIIOTCS YITPaXHEHUsI Ha paBHOBeCHe, (PYHKIMOHATb-
HYIO KOOP/IMHAIHIO, TPEHUPOBKY XOABOBI M MOAEpkKaHKe 001Iel (PU3NIECKON MOArOTOBJIEHHOCTH.

Oco0oe BHIMaHUe yJessieTcss KOHTPOJIMPYEMOMY BCTABaHHIO CO CTYJIa, OCTAHOBKE JIBMKEHMS,
M3MEHEHMIO HAIPaBJIeHHs XOObObI M O€30MACHOMY TPEOIOTIEHHIO MPETSITCTBHM.

A>3pOoOHBIE yIpakHEHHWsI B COYETAHUHM C YMEPEHHOW CHJIOBOM HArpy3KOW MOTYT YJIydIlIaTh
(pu3MUecKyl0 MOArOTOBJIEHHOCTh W JBUraTesbHble (PpyHKUMH. IIpym goctaTouHON NEpeHOCMMOCTU
MIPEANIOYTUTENBHBI PETyJIsIpHbIE 3aHATHSI C KOHTPOJIEM Oe30MacHOCTH.

TpeHnpoBKa XoapObl MPOBOAUTCS MPEUMYILECTBEHHO O[] HaOmoaeHneM crienuanucta. [pu
BBIPaKEHHOM XOpee MOT'YT UCTIOJIb30BAThCS YCTOMYMBBIE OMOPbI, TOPYYHHU U aAANITUPOBAHHBIE CPE-
CTBa Nepe/IBUKEHHUS.

BaxxHast 0COOEHHOCTh — BJIMSIHAE KOTHUTHBHBIX HAPYIICHUH Ha OOydeHHe BHKEHHSIM.
WHCTpYKIIMKM AOKHBI OBITh KOPOTKMMH U MOHATHBIMU. CIIOKHBIE IBUTATENIbHBIE 3a7a4M Pa3aes-
I0TCS1 Ha OT/IEJIbHbIE MOC/IE/IOBATEIIbHBIE IEHICTBUSI.

OnHOBpeMEeHHOE BBITIOTHEHNE HECKOJBKUX 3alaHiid CIOCOOHO YXYAIIATh YCTOWYMBOCTH M
MOBBILIATH PUCK NAECHUIA.

Ha no3gaux cragusx mporpaMma cocpeJoTOuMBaeTcss Ha OE30MacHbIX NepeMelleHnsIX, KOH-
TpOJIE TIOJIOKEHUS TeJla, COXPAHEHUU JOCTYIHBIX aKTUBHBIX JBUKEHUI U MPO(UIAKTUKE OCIIOKHE-
HUI MaJIONOBUKHOCTH.

5. Maccax u annapatHas (pu3norepanusi

Maccax MOXET MCIOJIb30BaThCs KaK IIOHOJIHI/ITCHLHHﬁ MECTO/ 00JIErYeHnsT MBIILIEYHOTO JucC-
KOM(bOpTa, BO3HUKAIOMICTO BCJICACTBUE ITOCTOAHHBIX HEITPOU3BOJIbHBIX IlBI/I)KCHPIfI, HCYIIO6HI)IX I10J10-
JKEHUH Tesa Ui BTOPUYHOI'O HAIIPAKECHW A MBIIIILI.
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[Tpu BeIpaXkeHHOM XOpee MPOBEIeHUE MPOLETYPbl TPeOyeT YCTOMYMBOTO MO3UIIMOHUPOBAHUS
nauuenTa. Creyer uzderatb NpuEMOB, CIIOCOOHBIX BBI3BAaTh TPABMY IPH BHE3AITHOM HETTPOU3BOJIb-
HOM JIBUKEHUM.

TENS MoxkeT paccMaTpyBaThCsi IPU CAMOCTOSITENIBHBIX COMTYTCTBYIOIMIMX OOJEBBIX CHHAPOMAX,
HO He sIBJISIETCS] CIOCOOOM KOPPEKIIMHU XOPEH.

HepgHo-Mbiieunas snektpoctumyisuus (NMES) He oTHocUTCS K CTaHAAPTHBIM METOAAM
JIeYeHHs1 OCHOBHBIX JIBUTATENIbHBIX HApYIeHU 1py Oose3Hu ['eHTUHITOHA.

VnibTpa3ByKkoBasi, MH(ppakpacHass M1 MarHUTHasi Teparusi He MMET yOeaUTeIbHBIX JOKa3a-
TEJIbCTB CIIOCOOHOCTH U3MEHSTh TeUeHHe 3a00IeBaHMUs.

[Tpuoputet B pr3HUECcKOi peabuInTaly MPUHAIICKUT AKTUBHOU TPEHUPOBKE XOIbObI, PaB-
HOBeCHS M (DYHKIIMOHAJIbHBIX JIBUI'ATEJIbHBIX HABBIKOB.

6. OpToneauueckas u (PyHKIMOHAJIbLHAS PeaduInTanusI

[Tpu Gone3nu ['eHTUHITOHA MOTPEOHOCTb BO BCIIOMOTATEbHBIX CPEICTBAX OIpeAesieTcs He
TOJIKO MBIIIEYHOW CJIa0O0CThIO, HO M BBIPAKEHHOCTHIO HEMPOW3BOJIbHBIX JIBMKEHUH, HAapyIICHU
KOOPAMHAIIUK U KOTHUTUBHOTO JepUITUTA.

[Tpu HecTaOwiIbHON XOmpOe MOIOMPATCS XOAYHKM WIM JAPYTHe CpelacTBa momdaepkku. Mx
UCTIONB30BaHUE TpeOyeT MpeIBapUTEIbHON OLEHKH CIIOCOOHOCTH MalMeHTa 0e30MacHO YIpaBisTh
YCTPONCTBOM.

Ha mo3gHux cragusx MoxeT moTpe0oBaThCsl KPeciIo-KOMsICKa ¢ WHIMBUIYATbHON CHCTEMON
CUJEHUS U TIOAJEPKKOU TYJIOBULIA.

[Tpu BeIpa)keHHOM XOpee 0co00e BHUMAHUE yIeIsIeTCs] YCTOMUUBOCTH KOHCTPYKIIUH, TTPOH-
JIAKTHKE COCKAJIb3bIBAHMS U 3ALUTE OT TPAaBM IPU HEMPOU3BOJIBHBIX JIBUKCHUSIX.

dyHKIMOHANBHAS peaduIUTallUsl BKJIIOYAET aJalTalyi0 CTOJOBBIX TMPHOOPOB, OHEXKIbI,
MeOesu 1 OBITOBBIX YCTPOMCTB.

[Tpu HapyeHUsIX IAHUPOBAHUS JEWCTBUI HUCTIONB3YIOTCS TIOCTOSIHHAS TTOCIIEI0BATEIbHOCTD
MPUBBIYHBIX ONEPalUii, 3pUTeIIbHBIEC TIOICKA3KH U YIPOILIEHHE OKPYKAIOIIel 00OCTAHOBKH.

[maBHas 1enp ajanTald — COXPAHUTh ydyacTHe MAlMeHTa B TMOBCEJHEBHOM KW3HU 0Oe3
HEONPaBJaHHOTO OTPAHUYEHUS €T0 CAMOCTOSITETHBHOCTH.

7. Peaﬁl/mnTam/m npu CACTEMHBIX U CONMMYTCTBYIOIIINX HAPYIICHUAX

Ilcnxuueckue n MOBEACHYCCKHEC HAPYHICHHUA OTHOCATCA K Ha.I/I6OHe€ SHAYMMBIM IIPOSABJICHUAM
6one3nu ['eHTUHITOHA.

HCHPCCCI/IH, TPEBOXHOCTDb, pasgpaKUTCIIbHOCTD, allaTUAd U HAPYIICHWA KOHTPOJIA MOBEACHUA
TpeOyIOT COBMECTHOTO HaOJIO/IEHH I HEBPOJIOTa U Ncuxuarpa. [Ipu JernpecCuBHBIX CUMIITOMAX HEOO-
XOOUMO OLICHUBATb PUCK CYUIIUIAJILHOIO IMOBEICHU .

JJ11 CMMIITOMaTUYECKOTO YMEHBILIEHUS BBIPAKEHHON XOPEU MOT'YT IIPUMEHSThCS Ipenaparsl,
BJISIONINE HA Be3UKYJISIPHBIA TPAHCTIOPT MOHOAMUHOB, BKJTIOUast TeTpaOeHA3MH U JIelTeTpabeHa3 H,
a TaKKE OTHCJIbHBIC aHTUIICUXOTUYCCKUE CPEICTBA.

Bei6op nekapcTBeHHOM Tepanuu TpedyeT OlIEeHKH PUCKa ISNPEeCCU, COHJIMBOCTH, aKaTH3UH U
JIeKapCTBEHHO-UHYITUPOBAHHOTO TTAPKUHCOHU3MA.

Hucdarus mpu 605e30u [ eHTUHITOHA CTAHOBUTCS BCE HoJiee pacpoCTpaHEHHOM IO Mepe Mpo-
rpeccpoBaHMsl 3a00JIeBaHuUsI M TOBBIINIAET PUCK ACMMPAIMIOHHOW MHeBMOHMU. Hapymienus rinora-
HUSI MOTYT BBISIBJISITBCS YK€ Ha pAaHHUX CTaJUsIX, TPUYEM aclMpalisi HHOTAA MpoTeKaeT Oe3 3aIluT-
Horo Kanuist. HeoOxoqumel peryiisipHasi olieHKa 0e30MacHOCTH INIOTaHK I, JIOTOMeAnYecKasi TOMOIIb U
WHAWBUAYyaJIbHAA adarTalyuda IMTaHuA. le/l IMOJO3PECHUHN Ha aClIMpalrIo IMOKa3aHO MHCTPYMCHTAJIb-
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HOE ucclieloBaHue, HarpuMep ¢pudposHgockonuyeckas oreHka roranus (FEES) wm Buneodmo-
opockornust (VESS).

CHIDKEHHE MACCHI TeJIa MOXET OBITH CBSI3aHO C HapymEHUAMU IMMTaHU A, TOBBINICHHBIMU 2HEP-
FCTUYCCKUMHU 3aTpaTaMi U MeTa0OINYECKUMI U3MEHEHUSIMU. HaHI/IeHTaM Tp€6yeTCH KOHTPOJIb HYT-
PUTUBHOI'O CTAaTyca U I0CTATOYHOCTU KaJOPUIAHOCTU PallMOHA.

[Tpu BbIpakeHHON U3apTPUX UCHIONIB3YIOTCS KOMIIEHCATOPHBIE CIOCOOBI OOIIEH!ST M BCTIOMO-
rarejibHbIC KOMMYHHKAIIUOHHLIC yCTpOfICTBa.

8. HpOTI/IBOHOKa3aHI/IH H OrpaHn4eHusA

[Tpu npoBeeHUN peabUIUTAIIMU HEOOXOIMMO YUUTHIBATH BBIPAXKEHHOCTb XOPEH, HAPYLICHHUSI
BHUMAHHUS1, UMITYJIbCUBHOCTb M PUCK TaJCHHIA.

VpaxHeHUs Ha HEYCTOWYMBBIX TIOBEPXHOCTSIX U CJIOKHBIC IBUTATENIbHBIC 3aaHust Oe3 cTpa-
XOBKU MOTYT TPEJICTABIISATH OMACHOCTb.

[Mpu 3HAYMTENIBHBIX KOTHUTUBHBIX HAPYIICHUSIX HE CJIEAyeT OCTABJIATH MalueHTa 6e3 Haoo-
AEHUS BO BpeMsI 3aHATUM, TPEOYIOIMX CAMOCTOSITESIbHOM OIIEHKHU PHCKA.

BripaskeHHast COHJIMBOCTD, OPTOCTATUYECKAs! TUTIOTCH3USI MJTA YCUJICHHE PUTHUAHOCTH Ha (hoHe
JIeKQpCTBEHHOM Teparuu TpeOyIoT MepecMOTpa MHTEHCUBHOCTY U XapaKTepa yIpaKHEeHUH.

[pu nrcarum HEOOXOAUMO COOMOAATh PEKOMEH ALK MO GE30MaCHOMY TOJIOKEHHIO TeJla BO
Bpems nutanust. [losiBieHre Kanuis npu e/ie, MOBTOPHBIX PECIMPATOPHBIX MH(MEKIINIA T HeOObsIC-
HMMOTO CHM)XEHHUsI Macchl TeJia TpeOyeT JOTMOIHUTEIBHOrO 00CIeJOBaHH 1.

VY nanueHToB ¢ TSKETBIMU HETTPOU3BOIbHBIMU JIBUKEHUSIMU HEOOXOMMO UCKITI0YATh TPABMH-
pyIoIre MaHyaJlbHble BO3AEHCTBHS 1 HEOe30MacHyI0 (PUKCAITNI0 KOHEYHOCTEH.

9. PeKOMeH,[IaIII/II/I NAanUuEeHTy U pOoACTBCHHUKaM

Ha panHuxX cragusx pekoMeHIyeTcsl NMOAJEePKUBaTh PETYISpHYIO (PU3UUYECKYI0 aKTUBHOCTD,
COXpaHAA IMPHUBBIYHLIC CI)OpM])I NEPEABUKCHUA 1 JOCTYITHBIC OBITOBBIE HABBIKM.

JlomarHol0 00CTaHOBKY KeJaTesIbHO CHesaTh MpeJcKa3yeMoi: YMEHbIINTh KOJINYECTBO Mpe-
MATCTBHIA, 00ECTIEYUTh YCTOMYMBYIO MeOEITh U IOCTATOUHOE OCBEIIIEHHE.

[Ipy KOTHUTHBHBIX HAPYIIEHUSIX MOJIE3HbI MOCTOSIHHBIN paclopsA0K AHS, KOPOTKUE UHCTPYK-
MU 1 BBIIIOJIHEHHUE ITOCIECA0OBATCIBHBIX HGﬁCTBHﬁ 0e3 N30BITOYHBIX OTBJICKAIOIIIX q)aKTOpOB.

POI[CTBeHHI/IKaM BAXXHO IMMOHUMATb, YTO allaTvu:A, pasgpaxXyUTEIbHOCTbL U ABUI'aTC/IbHASA HEJIOB-
KOCTb MOT'YT OBITh TIPOSIBJICHUSIMHU 3200JI€BaHMsI, & HE CO3HATEJILHBIM HEXEeJIaHUEeM COTPYIHUYATb.

Ocoboro BHMUMaHHsS TpeOYyIOT M3MEHEHMsI HACTPOCHMs, BBICKAa3bIBAHUS O CaMOYOWICTBE,
MIONIEPXMBAHKE TIPY €/1€ Y ITPOrPECCUPYIOIIEe CHUKEHUE MAcChl TeJIa.

UsieHaM ceMbM PEKOMEH]IYeTCsl MEIMKO-TeHETUUECKOe KOHCY/IbTUpoBaHue. [Ipornocriuueckoe
IFCHETUYCCKOC TECTUPOBAHUEC 0ECCUMIITOMHBIX POACTBEHHHWKOB OOJIKHO IMTPOBOJUTHCA I[O6pOBOHLHO,
C Ipe€ABapUTECJIbHBIM KOHCYJIbTUPOBAHUEM U CO6JIIOIICHI/IGM YCTAHOBJICHHBIX 9TUYCCKHUX IMPUHIHIIOB.

10. 3akiaouenue

Bone3np I'eHTHHITOHA TpencTaBisieT cOO0M HAC/eNCTBEHHOe HelpoaereHepaTuBHoe 3a0ore-
BaHUe, [IPU KOTOPOM JIBUTaTEJIbHBIE PACCTPOMCTBA COYETAIOTCS C KOTHUTUBHBIMU, [ICUXUYECKUMU U
MOBEAEHYECKUMHU HApYIIEHUSIMHU.

OcoOeHHOCTh peaduINTAlU 3aKJTI0YaeTcsl B HEOOXOAMMOCTH OJHOBPEMEHHO YYUTHIBATH
XOpelo, HapyIIeHHe MPOU3BOJIBHBIX TBHKEHUH, CHIKEHHUE CIIOCOOHOCTH K OOYYEHHIO U TIPOrPecCH-
PYIOLIYIO YTPaTy CaMOCTOSITEJIbHOCTH.
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IMpaxkTuyeckast 3(pheKTUBHOCTh PeaOMIIMTALIMOHHON TOMOIIM OIpefesseTcss COXpaHeHUeM
6e30macHOl MOOMJIBHOCTH, IOCTYITHBIX OBITOBBIX HABBIKOB, IMTOJTHOLIEHHOTO MTUTAHUSI M MAKCUMAJIBHO
BO3MOKHOIO y4yacTusl NallMeHTa B MIOBCEJHEBHOW KU3HU.
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KoHen 03HaKOMHUTEJIBHOT0 (pparmMeHra.

Texkcr npenocrasinen OO0 «JIutpec».

IIpounTaiiTe 3Ty KHUTY LIEJIMKOM, KYIMB II0OJHYIO JIETaJIbHYIO Bepcuio Ha JluTpec.

BesomnacHo onnatuTh KHUTY MOKHO OaHKOBCKOM Kaprtoit Visa, MasterCard, Maestro, co cuera
MOOWIIBHOTO TenepoHa, C TUIaTeKHOro tepMuHana, B catone MTC wm Cesi3Hoii, yepes PayPal,
WebMoney, fAunekc.densru, QIWI Komesnek, 60HyCHbIME KapTaMu WX APYTUM YIOOHBIM Bam crio-
coOom.
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