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AHHOTaAIMA

[eHeTHUECKMIA qUATHO3 ONpe/ieliseT MPUIUHY 3a00seBanus. OH He
OTIpeIe/IsIeT TIPE/IEIOB BOBMOXKHOCTEN YeIOBeKa.

«®Pusnueckass Tepanusi MpU TeHETMUYECKUX 3a00JICBaHUSIX» —
KJIMHUYECKNI Yy4eOHUK JOKTOopa-yuéHoro Bnagumupa Maerkoro o
(pu3rUecKor Tepanuu MU MEAUIUHCKOW PeaOUIMTAlU TAlMEHTOB C
HacJIe/ICTBEHHOM naroyiorued. B kaure paccMorpeHs! 36 3a001eBaHUR
B IIECTH YaCTSIX: MBIIIIEYHbIE AUCTPOHHU, O0JIC3HN HEPBHOW CUCTEMBI,
TeHETUYECKUE CUHIIPOMBI, 3a00JIeBaHUsI CKeJIETa U COSUHUTEIBHON
TKaHH, O0JIe3HU OOMEeHa BeIleCTB.

Kaxnas riaBa nmocrpoeHa 1o eivHOMY IJIaHY U3 JAECSATH Pa3/esioB:
OT TEHeTUYECKUX MPUYMH M KJIMHUYECKON KapTHUHBI IO MTPOrPaMMbl
JieueOHON  (PUBKYJIBTYPhI, OpPTE3UPOBAHMSI, TMPOTHUBONOKA3aHUHA U
PEKOMEHAALMI CeMbe.



s CTyIeHTOB METUITMHCKMX KOJJIeJKell U BY30B, Bpaueil-
peadUIMTONIOTOB,  CIIEIMAIMCTOB MO0 (PU3MYECKOW  Teparuw,
HEBPOJIOTOB, OPTOINEIOB, IEAUATPOB U TEHETUKOB.

W3naHue BBIXOAUT HAa PYCCKOM, aHIJIMICKOM U apaOCKOM sI3bIKaX B
Hay4YHO-00pa3oBaTesibHON ceprn «36.6 — 366 aHel B rogy».
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Bce npaga 3amumieHsi.

[lepBoe uznanue. M3nanue Ha pycCKOM sI3bIKE.

VueOHUK BBIXOAUT TaKkKe Ha apaOCKOM M aHTJIMICKOM SI3bl-
Kax.

Nzparens: Bnagumup Manenkui.

DNIEKTPOHHOE U3JaHUE.

Bce npaBa 3amminensl. Hukakas 4acTh HACTOSAIIErO U3AAHUS
HE MOXeT OBbITh BOCIIPOM3BE/IEHa, PACIIPOCTPAHEeHA WU Tiepe/a-
Ha B JI0OOH (hopMe M TMOOBIMH CPEACTBAMH, BKJIIOUYAs pa3Me-
neHue B cetu VIHTepHET, 6e3 MpeaBapuTeIbHOrO MMCbMEHHOTO
pa3peleHns aBTopa, 3a UICKJIIOUEHUEM CIIy4aeB, PEe1yCMOTPEH-
HBIX 3aKOHOJaTeNTbcTBOM Poccuiickoit @enepariu 00 aBTOPCKOM
npaBe.

Jlioboe HempaBoMepHOE MCIOIb30BaHNE MAaTepUAJIOB KHUTH,
MOJTHOCTBIO MJIM YaCTUYHO, BJIEYET OTBETCTBEHHOCTh, YCTAHOB-
JICHHYIO 3aKOHO/IaTeJIbCTBOM.



MeaunuHcKasi OroBOpKa

Hacrosimuii yueOHUK npegHa3HaveH i MEAUIIMHCKOTO 00-
pa3oBaHus1, HAYYHO-CIIPABOYHON padOTHl M IPOhECCHOHATBHO-
IO pa3BUTHUSL.

IpencrapneHHass uHQoOpMalLMs He 3aMeHsIeT UHAUBUAYallb-
HOW KJIMHUYECKOW OIeHKH, MPO(heCCHOHAIBLHOTO BPaueOHOTO
CYXAEHUS U JEUCTBYIOIIMX KIMHUYECKUX PEKOMEHOALMIA.

Mertoabl (pu3MYecKor Tepanuud U peaduIuTaluy AOJIKHBI
noaoupaThes ¢ YYETOM JAMarHo3a MalueHTa, ero KIMHUYECKOro
COCTOSIHUSI, (DYHKIIMOHAJIBHBIX BO3MOXKHOCTEH, TPOTUBOIOKA3a-
HUIA ¥ THIUBUIYaJIbHBIX TOTPEOHOCTEN.

MenuiMHCKMe 3HaHUS UM KJIMHUYECKUe PEKOMEHJAIMU CO
BpeMeHeM MeHsoTcs. [lepen mpumeHeHueM JI0OOro AUArHo-
CTUYECKOTO WJIM JIeueOHOro MOAX0a YUTATeNsIM CJAeAyeT O3Ha-
KOMMUTBCS C AKTyaJIbHBIMU HAyUHBIMHU JAHHBIMU, JEHCTBYIOLIM-
MU KJIMHUYECKUMU PEKOMEHIAIMSAMU U NMPO(eCCUOHATBHBIMU
CTaHJApTaMH.

ABTOp 1 M371aTEIb HE TAPAHTUPYIOT JOCTHIKEHH ST KOHKPETHBIX
KJIMHUYECKUX PE3YyJIbTaTOB MPU MCHOJIb30BaHUM METOJOB, OIH-
CaHHBIX B HacTosilieM u3faHuu. KivHuveckue perieHus: U oT-
BETCTBEHHOCTh 3a OKa3aHHe MOMOIIM MaleHTaM OCTAaloTCsA 3a
KBaTM(PULPOBAHHBIMU MEAUIIMHCKUMH CTIEITUATICTAMHU.



CBenenust 00 N3JaHUN
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Baaoumup Maneyxuii | 36.6 — 366 Orneti 6 200y | Puzuueckas
mepanusi npu 2eHemuU4ecKux 3a001e6aHUsX



AHHOTa U

«Puznyeckas Tepanusi Ipy reHeTUYECKUX 3a001eBaHU X » —
CTIEIUATTM3UPOBAHHBINT MEAUIIMHCKHNA YUYeOHUK JOKTOPa-YUIEHO-
ro Bragumupa Masenkoro, NocBAIEHHBIA COBPEMEHHBIM MOJI-
Xxomam K (pu3MYECcKor Teparnuu, MEAUIIMHCKOW peaduIuTarviu
U (PYHKIIMOHAILHOMY CONPOBOAEHUIO MALIMEHTOB C HACIE/-
CTBEHHOM MaTOJIOTUE.

W3nanue BXOOUT B aBTOPCKYIO HAyYHO-0Opa30BaTeIbHYIO Ce-
puio «36.6 — 366 nHeil B rogy», 0ObeIUHEHHYIO Ueel Hempe-
PBIBHOIA 3200THI O 3I0POBbE YEIOBEKA, PA3BUTHS METUIIMHCKUX
3HAHWUI ¥ COBEPIIEHCTBOBAHUS KJIMHUYECKOH MTPAKTUKH.

B ocHOBY y4eOHMKA MMOJIOKEHA KOHIIETIIHS CHCTEMHOTO U3Y-
yeHUs 36 HACJIeICTBEHHBIX U TeHETMUECKU OOYCTIOBJICHHBIX 3a-
OoJieBaHUi, OOBETUHEHHBIX B IIECTh TEMATUYECKUX YACTEH.

Kaxnas u3 36 1m1aB mocBsiilieHa OTAETBHOMY 3200JI€BaHUIO
OO TPyIIe POACTBEHHBIX TeHETUYECKUX 3a00JIeBaHUN W TI0-
CTpOEHa MO eJUHOMY JIeCSITUPa3/IebHOMY aJlTOPUTMY — OT I10-
HUMAaHHS TeHETUYECKMX MEXaHU3MOB U KJIMHUYECKUX MPOsIBIIe-
HUI 0 pa3paOOTKU WHIUBUIYATLHON MPOrpaMMbl (PU3UIECKON
Teparvu, NpPO(PUIAKTUKNA OCIOKHEHUA U PEKOMEHIAlIMY Malln-
eHTY.

['maBHast 0coOEHHOCTh yueOHMKa 3aKJovaeTcs B coueTa-
HUM (PyHIAMEHTAIbHBIX MEIUIIMHCKUX 3HAHUI U MPAKTUYECKUX
NIPUHIIMIIOB peaOMIMTAIIMOHHOW PaOOTHI.



3a0o0eBaHus paccMaTpruBalOTCA HE TOJIbKO KAK TCHETUYCCKHE
AWArHo3bl, HO U C TOYKH 3PCHHUA UX BJIMAHUA Ha OBUKCHUC,
MBIIMICYHYIO CUIY, KOOpAWNHAINI0, CaAMOCTOATCIIbHOCTD, CHoCco0-
HOCTb K 06y‘{eHI/IIO, COIMAJIBHY10 aallTallhio 1 Ka4CSCTBO KU3HU.

CTpykTrypa yueOHHKA

Yacts 1. HaciencrBeHHble MblllIeYHbIe 3200J1€BaHMsT

[lepBasi yacTh MOCBSIIEHA MATOJIOTUSIM, COMIPOBOXK IAIOITIM-
Cs1 TIEPBUYHBIM MOPAKEHUEM MBIITIEYHON TKAHH, MPOrPeccupy-
IOIIel MBIIIIEYHOH c1aboCThio, KOHTPAKTYPaMH U HAPYIIEHUSIMU
JBUTATEIbHBIX (DYHKIIUI.

Paccmarpusatorcs mbiieunsie guctpoguu Jomenna u bek-
Kepa, KOHEYHOCTHO-TIOSICHBIE MBIITIeYHbIe AUcTpodrn Dpbda-Po-
Ta, IJIeYe-JIONaTOYHO-JIMLEBasA MblllieuHass quctpodus Jlanmy-
3u-JlexeprHa, muoronnueckas gucrpodus lllreitHepra U Mbl-
nieyHas nuctpodgus Imepu-penidyca.

Oco0oe BHUMaHUE yAeIsSeTCs] COXPAaHEHUIO ABUTaTeIbHOM aK-
TUBHOCTH, PallMOHAJIbHOMY JJO3UPOBAHMIO HArPy30K, TPOdHIIaK-
TUKE KOHTPAKTyp, OPTONEAUYECKOMY COIPOBOXKIEHUIO U KOH-
TPOJIIO CEPIAEYHO-AbIXaTEIbHBIX OCIOKHEHUN.

Yacrs I1. Haciencreennble 3a001eBaHUsA HEPBHOII CH-
CTeMBbI

Bropas yactb paccmarpuBaeT HaclIe€ACTBEHHbIE HEBPOJIOTH-
Jyeckue 3a00JIeBaHus1, COTPOBOK/IAIOIIMECS TOPAKEHUEM JBHTA-
TEJIbHBIX HEUPOHOB, MepUPEePUIECKUX HEPBOB, TPOBOAIIMX ITy-



Teil U CTPYKTYP LEHTPAIbHOW HEPBHOU CUCTEMBI.

B Heé BKITIOUEHBI CITUHAJILHASI MBIIIIEYHAast aTpousi, 00JIe3Hb
IMlapko-Mapu-TyTta, HaciencTBEHHas CnacTUYeCKas Iaparuie-
rus, arakcusi ®puapeiixa, aTakCUsA-TeJI€aHIIKTa3Usl (CUHIPOM
Jlyn-Bap) u 6one3ns ['eHTUHTTOHA.

OcHOBHBIE HanpaBieHUA (PU3MYECKOW TEPANMM BKIIOYAIOT
NOJJIEPKAHUE JABUraTeIbHOM CaMOCTOATENIbHOCTH, KOPPEKLIMIO
HapylIeHUd TMOXOJKW M PABHOBECHS, YMEHbIIEHUE (PYHKIIMO-
HaJIbHBIX MOCJIEICTBUI CIACTUYHOCTH U aTAKCUU, TTPEeyIpexae-
HUE NAJICHUN U aJalTALKUIO [TALMEHTA K TPOrPEeCCUPYIOIIAM HEB-
POJIOTUYECKMM OIPAaHUYEHUSIM.

Yactp III. I'eneTnyeckne CHHPOMBI

Tperps YacTh NMOCBAIIEHA TEHETUYECKUM CHHIpPOMAaM, IpU
KOTOPBIX HAPYIIEHHUS JBUTATEILHOTO PA3BUTHS MOTYT COYETaTh-
Cs1 C KOTHUTMBHBIMU, MIOBEICHYECKUMU, CEHCOPHBIMU U CUCTEM-
HBIMHU ITPOSIBJICHUSAMU.

PaccmatpuBaiotcst cuaapomsl ayna, Kybepa, Perra, AH-
resbmana, [panepa-Buum u cuHAPOM JIOMKON X-XPOMOCOMBI.

Ocoboe 3HaueHre NpUAAETCS paHHEMY BMEIIATeIbCTBY, (hop-
MHUPOBAHMIO JIBUTATEJIbHBIX HABBIKOB, IMOAJEPKAHUI0 KOMMYHHU-
Kalli¥, Pa3BUTHIO CAMOCTOSITEJIbBHOCTH, OpraHu3aiuy Oe30rac-
HOW Cpe/ibl U MEX IUCLUTUIMHAPHOM ITOMOIIM NAIIUEeHTaM Pa3HbIX
BO3PACTHBIX TPyIII.

Yacts IV. HaciieacrBeHHble 3200J1€eBaHNS CKeJIeTa

YersépTas yactb MOCBsIIeHa 3a00JICBaHUAM, COITPOBOKIAI0-
MMCST BPOKAEHHBIME OCOOEHHOCTSIMH (DOPMHUPOBAHMS KOCT-



HOW W XpSIIEBOM TKaHW, JeopMalisIMHU CKeJieTa, HecTaOuIb-
HOCTBIO CYCTaBOB M OPTOINEIUYECKUMU OCIOKHEHUSIMU.

B He€ BKIIIOYEHBbI aXOHAPOIUIA3Usl, HECOBEPILIEHHBIN OCTEOTe-
He3, quactpoduyeckas IUCIUIa3usl, KaMroMeandecKast Inucria-
3us, cuHIpoM JlapceHa u BpokJIEHHAsA CHOHAWIOINU(pU3apHA
JIACTLIIA3USI.

PaccmatpuBaioTcst Oe3omacHasi JIBUTATe/IbHAasi aKTUBHOCTD,
npopuaKTUKA IEPEIOMOB M BTOPUUHBIX JepopMaliuil, opTe3u-
poBaHue, (PyHKIIMOHAIbHAS aJalTalvs U OCOOEHHOCTH peadu-
JIMTAIMY TIPU TIOBHIIIEHHOW XPYIKOCTH KOCTE! WM HeCTaOMITb-
HOCTH TTO3BOHOYHUKA.

Yacre V. HacieacrBennblie 3a00J1eBaHUS CO€JHHH-
TeJbHON TKAHU U MYJbTUCUCTEMHbIE CHH/IPOMbI

[Tatas yacth 0ObeAMHSIET 3200JIEBAHUSI, TIPU KOTOPHIX HApy-
IIEHUS] COETMHUTEJILHON TKaHM, MBIIIIEYHO-CKEJIETHON CUCTEMBI
Y BHYTPEHHHX OPraHOB TPeOyIT 0cOOOro TMojaxoja K Ha3Have-
HUIO (PU3NYECKUX HArPy30K.

PaccmarpuBatorcsi cunapom Mapdana, cUHAPOMBL Diep-
ca-Ilannoca, muonarusi betsiema, TyOepo3HbIil CKJIEpO3, HEUPO-
¢pubpomatos 1-ro Tuna u 6one3np Bunbcona-Konoanoga.

AKIIEHT cieJlaH Ha OLIEHKE MHAWBUYaIbHBIX PUCKOB, MPEIY-
MPEKACHUY MOBPEXKICHUIN CYCTaBOB U MSITKMX TKaHEU, KapIuo-
JIOTMYECKUX U HEBPOJIOTMYECKUX OCJIO)KHEHHUH, a TAK)KE HA COYe-
TaHWUU JBUTaTeIbHOW peadWIMTAIIMK CO CIEIMaTN3UPOBAHHBIM
MEIUIIMHCKIM HaOMIOIEHUEM.

Yacts VI. HaciieacrBeHnnbie 00J1€3HA 00MeHA BeleCTB



U JIN30COMHbIE 00JIe3HH HAKOIJIeHHSI

3aKJII0YnTeNIbHAs YacTh MOCBSIIEHA HACIEICTBEHHBIM MeETa-
OOJIMYECKUM U JIN30COMHBIM 3a00JIeBaHUSIM, CIIOCOOHBIM TTPH-
BOJIUTb K IPOrPECCUPYIOIIEMY MOPAKEHUIO MBIIIILI, HEPBHOW CH-
CTE€MBI, CKEJIETa U BHYTPEHHUX OPraHoOB.

PaccmarpuBaiorcst 6one3ns [Tomne, cuagpom ['yprepa, cun-
npom XaHtepa, 6one3nb [oiie, MeTaxpoMaTruieckasi JIeHKOIUC-
Tpocpus u 6one3nr Humanna-Iuka tuma C.

Ocoboe BHUMaHUE yIeNseTCsl COUeTaHNUI0 COBPEMEHHBIX Me-
TONIOB CHeM(PUUECKON Tepaniu ¢ MEIUIIMHCKON peaOIUTaIv-
€, COXPAHEHHUIO (PYHKIIMOHAJILHOM CaMOCTOSITEJIbHOCTH, IPO-
(puakTHKe IBIXAaTEBHBIX W OPTONEAMYECKUX OCJIOKHEHUH U
MOAJIEPKAHUIO KAYeCTBA XU3HU MPU MPOTPECCUPYIOIIEM Teue-
HUM 3200JIeBaHMSI.

EnqunHbIi aaroputM Kakao rjiaBbl

Kaxgas rmaBa yyeOHUKa CTPYKTYpHPOBaHa 110 IECATH MOCIIe-
JOBAaTEJIbHBIM pa3fesaM:

OO1mas xapakTeprucTiKa 3a001eBaHUsI — FeHETUIECKUE MPH-
YUHBI, TAI HACJIEIOBAHMS, TIATOTEHE3, PACIPOCTPAHEHHOCTD U
OCHOBHBIE OCOOEHHOCTH 3200JIeBaHu .

KimHnyeckass KapTMHa — XapaKTepHblE CHMITOMBI, BO3-
pacT mosiBieHus1, (PyHKIIMOHATbHbIE HAPYIIEHUST 1 BO3MOXHbIE
OCJIOKHEHHS.

Llenmn MenuIMHCKOW peabuiInTalu — ONpeie/ieHue WH/IU-



BU/1yaJIbHBIX 337a4, (PYHKIIMOHAJIBHBIX IPUOPUTETOB U OXKMac-
MBIX pe3yJIbTaToB.

JleyeOHas (pU3KYIBTYpa — MPUHIMIILI IOCTPOEHUS ABUIa-
TEJIbHOM IIPOTrPaMMBl, I03UPOBAHUE HArpy30K, Pa3BUTHE U CO-
XPaHEHUE JBUTaTeIbHbIX HABBIKOB.

Maccax u annaparsas (pu3uoTepanusi — BO3MOKHbBIE CUMII-
TOMaTH4YECKHE METOJIBI, X OrpaHUYEHHUSI, 0€30MaCHOCTH M OIIeH-
Ka KJIMHUYECKOH 11eJ1eco00pa3HOCTH.

Oproneanyeckas ¥ (PyHKIMOHATbHAS peaduInTaLU s — IPO-
(pmnakTuka aedopmalyii U KOHTPAKTYP, UCHOIb30BAHUE OpTE-
30B M TEXHUYECKUX CPE/CTB, a/1aliTallvs [IOBCETHEBHOM IEATEb-
HOCTH.

PeaOunutanys npy CUCTEMHBIX ¥ COMYTCTBYIOIIMX Hapyllle-
HHSIX — OCOOEHHOCTH COTPOBOKICHUSI ITPY TIOPAKEHUH CepALa,
JbIXaTEJIbHOW, HEPBHOU U APYTMX CUCTEM OpraHU3Ma.

[TpoTrBONOKAa3aHKA U OTPAHUYEHUS — COCTOSHUSA U KJIMHU-
YeCKHe PUCKH, ONpeeIsioye He0OX0IUMOCTh U3MEHEHHU T I
BPEMEHHOT'O MpeKpalieH s peadrINTAIIMOHHBIX MEPOTIPUSITHI.

PexkomeHanmy nalyeHTy U poaCTBEHHUKAM — OPraHu3aLys
JOMalHel MOMOIM, NPO(UIAKTUKA OCJIOKHEHUN, MOAJEpKa-
HHE CAMOCTOSITENIBHOCTU 1 00ydYeHre Oe30MacHOMY YXOIy.

3aK/II0YEHNE — OCHOBHBIE KJIMHUYECKME U NPAKTUUYECKUE
BBIBOJIBI, OTIPE/IENISIONIME CTPATeruio peabWIuTaIluy MPU KOH-
KPEeTHOM 3a00JIeBaHUH.

Takass cTpykTypa MO3BOJSIET MOCIEAOBATENBHO MEPEXOIUTH
OT TEOPETUIECKOro TIOHUMAaHUsI 3a00/IeBaHMUsI K MMPAKTUIECKIM



pelIeHUsAM, HEOOXOIUMBIM B TIOBCEHEBHOM pabOTe MEIUIIVH-
CKOTO CITeITMAJINCTA.

Me:xaynapoaHblii o0pa3oBaTeJibHbIN (hopmaTt

V4eOHUK TIOArOTOBJIEH B TPEX A3BIKOBBIX BEPCUSIX: apaOCKOM,
AHIJIMICKOM U PYCCKOM.

ApaOckasi, aHIJIMICKasi M pycCcKasl BEpCUM HaIpaBJieHbl Ha
paciMpeHre JTOCTYMHOCTH NPO(EeCCHOHANIbHBIX 3HAHUM U HC-
NOJIb30BaHKE €IMHOW 0Opa30BaTESIbHOW KOHIETIIIUM B Pa3HBIX
CTpaHax.

JlJist Koro npejaHa3HaYeH y4eOHUK

W3nanue pekoMeHIyeTcsi B KauecTBe y4eOHOW W CIIPaBOY-
HOW JIUTEepaTypsbl 7151 CTYIEHTOB MEAUIIMHCKUX YUWJIHII U KOJ-
Jie[Kel, CTY/IEHTOB BBICIIIMX MEIUIIMHCKUX YU€OHbBIX 3aBEICHUM,
CMEATMCTOB MO (PM3MUECKOW Teparmuy U MEAUIIMHCKON peadu-
JIATALINN.

YueOHUK TakXke MPeACTaBIIseT MPAaKTHUECKU MHTEpeC s
Bpaveii-peabuIMTOIOrOB, HEBPOJIOTOB, OPTOIIE/IOB, IEJUATPOB,
MEAUIIMHCKUX TEHETUKOB, (pU3MOTEepaneBTOB U APYTUX Crelma-
JIUCTOB, YYacCTBYIOIIKUX B KOMIUIEKCHOM COMPOBOXIEHUU MAallu-
€HTOB C HACJIE[ICTBEHHBIMU 3a00JIEBAaHUSIMH.

Marepuan MOXET HCHOJb30BaThCsl MPU CAMOCTOSITETHBHOM



npoheCcCHOHATBHOM O0YYeHHH, MOATOTOBKE TEMAaTUYECKUX 3a-
HATHH, pa300ope KIMHIYECKHUX CITy4YaeB M IUIAHUPOBAHWY WH/IU-
BUJIyJTbHBIX PEaOMIIUTAIIMOHHBIX PO PAMM.

Konnenuusa n3ganns

36.6 — 3TO He TOJIbKO Ha3BaHWE MEJUIIMHCKOW CepUM. ITO
CHMBOJI HETIPEPHIBHOCTU MEJUIIMHCKOTO 3HAHUS U 3a00THI O Ye-
JIOBEKE Ha mpoTsikeHur Bcex 366 auen roga. Cepust «36.6 —
366 nHEN B rogy» — 3TO KJIMHUYECKOE KPedo: CUMBOJI TEMIIE-
paTypsl 3J0POBOTO Tejla ¥ YKUCIIO HEN B TOAY, OObeAMHEHHBIE B
OIHOM Ha3BaHWM, HAIOMUHAIOT, 4TO 3a00Ta O 3I0POBbE — 3TO
eXeTHeBHas1 padoTa, a He pa3oBbId KyPC.

B nenTpe BHMUMaHHMA y4eOHMKA HAXOMUTCS TMAlMEHT — He
TOJILKO €r0 IMarHo3, HO M €ro CIIOCOOHOCTh JIBUTaThCs, OOIIATh-
csl, yUUThCsA, paboTaTh U COXPAHATH MAKCUMATBHO BO3MOKHYIO
CaMOCTOSITeJIbHOCTb.

[eHeTHUECKUIT AMArHO3 ompesiesisieT MPUUMHY 3a00JIeBaHus.
MenunHcKas peaOUIUTals TTIOMOTaeT OINPEeTUTh BO3MOK-
HOCTH YeJIOBEKa.

VIMeHHO 3TOMY TPUHLIMITY MTOCBSIIIIEHA KHUTA JOKTOpa-Y4EHO-
ro Bragumupa Manerkoro «®usunueckast Tepanusi Ipy reHeTH-
YECKHUX 3a00JIEBAHUSIX».



IToueMy 3Ta KHHUTra — COOBLITHE

[lepBoe. D10 y4eOHUK, B KOTOPOM TeHETUKA M (pu3nyecKas
Tepanusi paCCMaTPUBAIOTCS HE KaK MapasuIeIbHbIE JUCHIUTUIUHBL,
a Kak eJuHas KJIMHWYecKas Joruka. I'eHeTnueckue 3a0o0jeBa-
HUS MIePECTaIOT OBITh «IIPUTOBOPOM>» — OHH CTAHOBSITCSI TOYKON
MIPUJIOKEHU ST PeadUIUTAIIMOHHBIX TEXHOJIOT .

Bropoe. KHura HamncaHa BpayoM-y4€HbIM, UMEIOIIUM CO-
JIVTHBIA MEX TyHAPOIHBIN OITBIT paOOTHI C TAIIMEHTAMHM C TeHEeTH-
YECKMMH 3a00JIEBAHUSAMM. 3a KaKJOU ITABOM — KJIMHUYECKUI
OIIBIT, 3HAHUE JIOKA3ATENILHOU 0a3bl M TIOHUMaHKE TOTO, UTO pe-
QJIBHO padoTaeT B KaOMHETe, a YTO OCTAETCS JIUIIIh TEOPUEH.

Tpetbe. Cepust «36.6 — 366 qHEH B rogy» — 3TO (PUIOCO-
(us, B LIeHTpe KOTOPOM CTOUT MAIMEHT, a HE AUarHo3. 36 HO30-
Joruii, 366 OHEN B rody, TEMIIEpaTypa 370pOBOIo Teja — TpU
3HAYEHHM S, KOTOPbIe HATIOMUHAIOT: PeaOUIUTAIINS COMPOBOXKIA-
€T YeJIoBeKa Ha MPOTSKeHUHU BCEro rofia, a He TOJIbKO B MEPHO.
JiedeHusi. KHUra y4utT CUCTEMHOCTH, TEPIIEHUIO M YBAXEHUIO K
JIBKEHMIO.

Yereeproe. TpexbpaA3blUHOE M3JAHUE — 3TO MOCT MEKIY
MEJUIIMHCKAMU IKONaMU. ApaOCKWid, aHITMACKUIA M PYCCKUI
SI3bIKA OXBATBIBAIOT PErMOHBbI C Pa3HbIMKM CHUCTEMaMM 3PaBO-
OXpaHeHus1, HO ¢ OOIIel MpoOIeMoii: HacaeICTBEHHbIE 3a0071e-
BaHMS TPeOyIOT peadrauTayu, a Mpo(hWIbHBIX CHEeUAIUCTOB,
YMEIOIUX €€ TPOBOIUTH, HEIOCTATOUHO.



Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas
mepanusi NPu 2eHeMU4ecKUx 3a00Ne6aHUSX



I'maBa 1. Mblimeynas
nuctpodpus /lromenHa

Yacmo 1. Hacneocmeennwvle mbluteurHvle 3a001e6aHUs
Mbimmeunass  gucrpocguss  [dwmenna  (Duchenne
Muscular Dystrophy (DMD) )

1. O6masn xapakTepucTHKA 32a00JIeBaHUST

Mpimieunass auctpogus JliormeHHa — TsOKENoe Hacneld-
CTBEHHOE HEPBHO-MBIIIIEUHOE 3a00JIeBaHNe, XapaKTepu3yloliee-
csl TIporpeccupylomiell ciadoCThio U JereHepalell CKeJeTHbIX
MBIIIILL, & TaKKe [MOPaKEHUEM CEPACUHOM U AbIXaTEIbHOU MYCKY-
JIaTypBl.

[MpuauHOi 3a00seBaHus SBISIIOTCS TTATOTEHHBIE N3MEHEHUS
reHa DMD, pacronoxeHHoro Ha X-XpoMOcOMe. IDTOT I'eH OT-
BeyaeT 3a oOpazoBaHue Oeska aucTpoduHa, odecreynBalole-
r0 yCTOMYMBOCTh MEMOpaH MBIIIEYHbIX KJIeTOK. [Ipu ero otcyT-
CTBMM WY BBIPAKEHHOM JI&(DULIMTE MBIILIEYHBIE BOJIOKHA ITOBPE-
KJAI0TCS BO BPEMs COKPAILEHUH U IOCTENEHHO 3aMEIaloTCs
’KAPOBOU U COETMHUTEIILHOU TKAHBIO.

3aboneBaHne BCTPEYASTCsl MPEMMYILIECTBEHHO Y MAJIbYUKOB:
9acToTa COCTaBisieT mpuommsuTensHo 1 ciyyaid mHa 3500-5000
HOBOPOKAEHHBIX MaIbuyMKOB (B cpegHem =~1:5000). ¥V peBo-



YEK-HOCHUTEJIbHUL MyTauuu B reHe DMD B penkux ciayvasax
TaK)Xe MOTYT HaOJONAThCSl MBIIIIEYHast Ca00CTh U TPU3HAKU
BOBJICUEHHS cepina. [lepBble NMPU3HAKKA OOBIYHO TOSIBJISIOTCS
B Bo3pacte 2-5 jer. HecMOTpsi Ha mporpeccupyionmi Xapak-
Tep MaToJIOTMH, CBOEBPeMEHHOE JieueHNe M KOMITJIEKCHasI peaOu-
JIUTALMS TIO3BOJISIOT JIOJIbIIIE COXPAHATH (DYHKIIMOHAIBHBIE BO3-
MO>KHOCTH TTaIITUEHTOB.

2. KnuHnyeckasi KapTUHA

PaHHue nposiBIeHU s BKJIIOYAIOT 3aJIePKKY MOTOPHOTO pa3BU-
THS, 3aTPYAHEHUS TIpU Oere, MPbDKKaX 1 MOABEME TIO JIECTHUIIE.
Pe6EHOK yacTo maaeT, UCIBITHIBAET CIIOKHOCTY MPHU BCTABAaHUN
C mona.

XapakTepeH cumnToM ['oBepca: manueHT NogHUMAaeTCs, To-
CJIeOBaTeIbHO OMUPAsCh PyKamHu Ha cOOCTBeHHble HOru. Ha-
OMOAIOTCS  TICEBIOTUIIEPTPOUST MKPOHOKHBIX MBIIIII, CJia-
00CTb TA30BOTO MMOsICA, XapaKTepHas MEePeBAIMBAIOIIASCS TTOXO/I-
Ka.

[lo Mepe nporpeccupoBaHusi BO3HUKAIOT KOHTPAKTYPbI CyCTa-
BOB, HapYyIICHUS OCAHKH, CKOJIMO3 U yTpara CaMOCTOSITEIbHOU
xonpOb1. [To31HEee BO3pacTaeT puck AbIXaTeIbHON HETOCTATOUHO-
CTU U TUJIATAIJMOHHON KapIUOMMOIATUH.

Jlarto3 NoATBEP:KAAETCS] MOJIEKY/ISIPHO-TEHETUYECKUM UC-
crenoBaHreM. B KpoBU OOBIYHO 3HAYUTETHHO TIOBBIIIIEHA AKTHB-
HOCTb KPEaTUHKUHA3BI.



3. Ilesmn Me TUITHHCKOM peadnIHTANH

['maBHast 3a/1aua peadUIMTAIIMM — MAaKCUMAJIBHO JIOJTO CO-
XpaHATh UMeIuecs (PyHKIIMOHATBHbIE BOBMOKHOCTU O3 J10-
MOJTHUTEJIbHOTO TIOBPEKACHUST MBIIIIII.

OcHOBHbIE HaNpaBieHUs] BKJIIOYAIOT MNPO]PUIAKTUKY KOH-
TPAKTYp, COXpPAaHEHUE aMIUIATY/Ibl ABVKEHUI, IOAIEPKAHUE Ca-
MOCTOSITEJIBHOCTH, MPEIyNPEKACHAE OPTONEAUYECKUX OCIIOXK-
HEHUU Y aJanTaiyio nayreHTa K MoBCeJHEBHOU KU3HU.

[Tporpamma JoOKHA yYUTHIBaTh BO3pAcCT, CTaAUIO 3a00JeBa-
HUs1, ABUTaTeIbHYI0 AKTUBHOCTb, COCTOSIHUE CEPAEUHO-COCYIU-
CTOU U JIBIXaTeJIbHOM CUCTEM.

4. Jleueonas (pusKyIbTYypa

JleueOHast pu3KyaBTYpa SBIAETCS OCHOBHBIM METOIOM [IBU-
raTeJbHOU peabuMTauu npu 6one3Hu [oieHHa.

Y CIIOBHO BBIIENSIOT TPY CTaIUN: paHHsIsl amOynatopHas (ca-
MocCTOsITeIbHAsI X0Ab0a, coXxpaHHast (DyHKIIASI BEPXHUX KOHEY-
HOCTel), MOo3HsAs amOyJaTopHasi (XoapOa ¢ MOICPKKON WIIn
OrpaHWYEeHHasl, HapacTaoIle KOHTPAKTypbl) U HeaMOyJIaTop-
Has (IIepeJBUKEHHUE B KPECIe-KOJIACKe). 3a1aui U JO3UPOBAHUE
JI®K paznnuarorcs Ha KaxJI0u CTa/IAu.

Ha paHHUX cTajusx peKOMEHIYITCS YMEpeHHbIe a3pOOHbIe



yIPaXHEHUsl, MATKUE aKTUBHbIC M aKTUBHO-aCCUCTHPOBAHHBIC
nBvikeHust. [1ose3Hsl yripaskHeHUsI B BOJIE TIPU YCJIOBUY CTAOMITh-
HOT'O COCTOSTHUSI TIAlTUEHTA.
Oco0oe BHUMaHUE YeIsIeTCsl COX PaHEHHIO MOJIBUKHOCTH TO-
JIEHOCTOITHBIX, KOJICHHBIX U Ta300€e/IPEHHBIX CYCTABOB.
PactskeHre yKOPOYEHHBIX MBI BHITOTHACTCS MEJJIEHHO,
6e3 0o 1 uype3MepHoro ycuiaus. [IpofpomKuTebHOCTh U WH-
TEHCUBHOCTb 3aHSATHUI ONPEACISIIOTCS MHAUBUIYAJIBHO.
Kareropuuecku He peKOMEHIyeTCsl TPEHHPOBATh MallMeHTa
710 MBIIIIeyHoro otkasa. Crietyet n30eratb BBICOKOMHTEHCUBHBIX
CHJIOBBIX HArpy30K, MPBIKKOB, YIPaKHEHUH C BBIPAKEHHBIM 9KC-
HEHTPUYECKUM KOMITIOHEHTOM U YPE3MEPHOTO CONPOTUBIICHHS.
[MosiByieHue 00U, MPOAOTKUTEBHOTO YTOMJICHUS WA YXY/I-
IIEHUS] TBUTATEIbHBIX BO3MOXHOCTEW IMOCye 3aHATHI TpeOyer
YMEHBIIICHUsI HArPy3KW ¥ TIOBTOPHOM OIIEHKU COCTOSIHHUSI.

5. Maccax u annapatHas (pu3uorepanus

Maccax MOXeT IPUMEHATBHCA KAaK BCIIOMOIaTe/IbHasl IIPOoLie-
Aypa [Uis yinydlieHrst KoMgopra MalyeHTa, yMEeHbIIeHUs CyOb-
€KTUBHOTO MBIIIIEYHOTO HAMPSIKEHHSI U 0OJIerYeHus yXo/a.

[TpeanouTuTesIbHBI MSTKHE MOBEPXHOCTHBIE TEXHUKU. [ I1y00-
KO€ pa3MHHAaHUE, UHTEHCHBHAs BUOpalus U OOJe3HEHHOE BO3-
JefiCTBHE Ha OCJIa0JICHHBIE MBIIIIIbI HEKEIATEIbHBI.

HeoOxomumo MOHMMAaTh, YTO MacCak HE BOCCTAHABIIMBAET
JUCTPO(PUH M HE NPEJOTBPALIAET PAa3pyLIEHUE MBIIIEYHbIX BO-



JIOKOH.

Snexrpoctumyssiisa (TENS u NMES), tepaneruueckuii
yABTPa3BYK, UH(PpaKpacHas Teparvsi 1 MarHUTHAsI Tepanus He
UMEIOT yOeIuTEeNbHbIX J0KA3aTelIbCTB CIOCOOHOCTU 3aMe[IsITh
nporpeccrpoBanue Oone3nu [iormenna. TENS moxer paccmat-
pUBAThLCS TS OTAETBHBIX 3a/1a4 00e300IMBaHMsI, HO HE KaK Jie-
yeHue camon aucrpopuu. PyrnaHoe npumenenue NMES s
YKperUIeH!s MOPaXEHHBIX MBIIII] He PeKOMEHIyeTcsi Oe3 crelu-
AJIM3MPOBAHHOM OIIEHKHU.

OcHOBY peaOMIMTAlK JOJKHBI COCTABIIATD JieueOHbIE BH-
KeHUs1, MPOPUIIAKTHKA KOHTPAKTYP, OPTOIeInYecKast MoJIepxk-
Ka U JbIXaTeJIbHOE COMPOBOXKICHMUE.

6. OpTonequueckasi peadmJIHTAMAS

[Ipu mporpeccrpoBaHuM 3a00JIEBaHUS BO3HUKAIOT MBIIIEY-
HbIe IMCOATTAHCH 1 OTPAaHUYEHU S TIOABIKHOCTH CYCTaBOB.

[To uHAMBHAYaIbHBIM MOKA3aHUSM Ha3HAYAIOTCS OpPTE3bl IO-
JIEHOCTOIIHBIX CYCTaBOB, B TOM YMCJIE JJI1 HOYHOTO MCIOJIb30-
BaHM:. BaxxHbI IpaBUJIbHOE MO3UIIMOHUPOBAHUE KOHEUHOCTEN U
peryJisipHasi OLIeHKa COCTOSIHUS [IO3BOHOYHMKA.

I[Nocne yTpatsl caMOCTOSITENIbHOM XOABOBI HEOOX0AUMO 00ec-
NEYUTh MAlMEHTA TOAXOAAIIMM KPECIOM-KOJISACKOM, MOJIEPK-
KOU TYJIOBMINIA U YCTPOWCTBaMU Jisi OE30MAaCHOTO Tepemerie-
HUSL.

Ocoboe BHUMaHKE yjelsieTcs NpogrIakTUKe MaJIeHUi U 1ie-



PEJIOMOB. Y NAlMEHTOB, MOJIYYaOIUX JIJIUTEIbHYI0 [NIIOKOKOP-
TUKOCTEPOUIHYIO TEPAIUIO, ITOBBIIIAETCS PUCK CHUKEHU S MUHE-
PAJIbHOM TUIOTHOCTH KOCTEM.

7. IpIxaTeJibHAsI peaduanTanusi

ITo mepe ocnaGneHust AbIXaTeIbHbIX MBIIIL CHUKAIOTCS (-
(beKTUBHOCTD KallUIsl U CIIOCOOHOCTh OOeCHeunBaTh JOCTATOY-
HYI0 BEHTIJISIIIO JIETKUX.

Bo3MokHBI 33/1epXKKa OpOHXUATBHOTO CEKpeTa, HOYHAS TUTIO-
BEHTWISALIMSA U IOBTOPHBIE PECIIUPATOPHBIE UH(EKIHH.

[ManmentaM HEOOXOOUMO peryisipHOe OOCeOBAaHHE JIbIXa-
TesabHOM (pyHKIMHA. [0 MoKazaHUAM NPUMEHSIOTCS METOABI ac-
CHCTMPOBAHHOTO KalllIsl U HEMHBA3WBHAS BEHTHJISIMS JIETKUX.

JpIxaTesibHast peaduauTalus MPOBOAUTCS COBMECTHO C IYJIb-
MOHOJIOTOM ¥ CHELHAIUCTaMU TI0 HEPBHO-MBIIIEYHBIM 3a0051e-
BaHUSIM.

8. [IpoTuBONOKAa3aHNsI U OTPAHUYEHMNSI

[Tpu mylaHMpoBaHUK NPOLIEAYP HEOOXOAUMO YUUTHIBATH MPO-
I'PECCUPYIOILYIO MBIIIEYHYIO CJIa00CTh, KAPAMOMUONATHIO, CHU-
’KE€HHE IIPOYHOCTU KOCTEN U BO3MOKHBIE IbIXaTEJIbHbIE HApYILIE-
Hrs1. Oco00ro BHUMaHM s TPeOYIOT MAIMEHTH CO CHIKEHHOM MU -
HepaJIbHOM TUIOTHOCTBIO KOCTHOW TKaHH ¥ CJTA0OCTBIO IbIXaTe b~



HOUM MYCKYJIaTypbl, TIOCKOJIBKY JaXe OTHOCHTEJIBHO HeOObIIast
TpaBMa MOXET TMPUBECTU K TIepesioMy, a upe3mepHasi huznde-
CKasl Harpy3Ka — YCHJIUTh JbIXaTeJIbHOE YTOMJICHUE.

Cnenyer u3berars:

WHTEeHCHBHBIX CHJIOBBIX TPEHUPOBOK M YIIPAKHEHHIA JI0 UCTO-
ICHUSI.

ATpPEecCUBHOTO pacTsKEHUSI MBIIII] U CYCTaBOB.

BrICOKOyIapHBIX yIIpaKHEHHUH C TIOBBIIICHHBIM PUCKOM I1aj1e-
HUSL.

['my6oKoro 60JIE3HEHHOTO Maccaka OCIa0IeHHBIX MBIIIII.

®du3MYeCKNX HArpy30K MpU OCTPOW MH(MEKIMU, JTUXOPAIKE
WY HECTAOMIBHOM CEPCYHO-JIETOYHOM COCTOSTHUH.

PyTuHHOrO Micnob30BaHUSI aNMapaTHLIX Mpolieayp 6e3 odoc-
HOBAHHBIX [MOKA3aHWM.

[Tpu nosiBNIeHNY BBIPAKESHHOW OJIBIIIKU, OOJIU B TPYIHM, TOJIO-
BOKPYKEHUsI WM PE3KOM c1ab0CTH 3aHATHE IPEKPAIIAIoT U ITPO-
BOJISIT MEUIIMHCKYIO OLICHKY.

9. PekomeHJa1[u POICTBEHHUKAM

CeMmbst UTpaeT KJII0YEBYIO POJIb B OIAEP/KAHUY IBUTATEIbHON
AKTMBHOCTHM U Ka4eCTBa KU3HU MMallMeHTa.

Ponuteneit oOy4aioT 6e30MacHOMY BBIIIOJHEHUIO JIOMAITHUX
yIpaXHEHUH, TO3ULIMOHUPOBAHUI0 KOHEUHOCTEW, UCIOIb30Ba-
HUIO OPTE30B U NMPO(UIAKTUKE NAJACHUN.

BaxHO He 3acTaBiATh peOEHKA BHINOIHATD YIIPAXHEHUs Ye-



pe3 GOoJIb WM BHIPAKEHHYIO YCTAIOCTb.

[lo mepe mnporpeccupoBaHusi 3a00J€BaHHUS HEOOXOOMMO
aIanTUPOBaTh JKUJIOE IMPOCTPAHCTBO, OOECTEUMBATh IOCTYII-
HOCTb 00y4eHHMs1, OOIIEHHs] U TOBCEHEBHON aKTUBHOCTH.

[Ncuxomnormyeckas MOI/IEPKKa NMAIlMEeHTa W er0 POACTBEHHU-
KOB JIOJDKHA COITPOBOXKIATh PEAOMIUTAIIMIO HA BCEX CTAIMSIX 3a-
OoJieBaHUs.

10. 3akauenue

Meimteunast auctpocgus iomeHHa TpeOyeT KOMIUIEKCHOTO
MEXAUCIUTITMHAPHOTO BEJICHUsI C YJacTHeM HeBpoJIora, peadu-
JIUTOJIOTA, KAPAUOJIOra, My IbMOHOJIOTa, OPTOIE/la U IPYTUX Crie-
IIAAJIMCTOB.

CoBpeMeHHOe JieueHHe MOKET BKJII0YaTh ITTIOKOKOPTHUKOCTE-
POUJIBI ¥ OTJIENIbHbIE MYTAIMOHHO-CIIEI(PUIECKIEe METOIbI Te-
parnuy y ManueHToB, COOTBETCTBYIOIIMX YCTAHOBJIEHHBIM MOKa-
3aHMSIM.

MenunuHcKass peaOuMTaysl HE YCTpaHSET TeHeTUYEeCKUM
nedeKT, OTHAKO MMOMOTAaeT COXPAHSTh JBUraTe/IbHbIE (DYHKIIUH,
MpeJOTBpalllaTh BTOPUYHBIE OCJIOKHEHUS U MOIEP:KUBATh MaK-
CUMAaJIBHO BO3MOKHYIO CAMOCTOSITEIbHOCTb.

OcHOBHOW TIPUHIIUAIT pabOTHl peaduIMToNIora Mpu OONEe3HU
HiolieHHa — COXpaHATh BUKEHUE, He JIOIyCKasl Meperpy3Ku
0C1abJIeHHBIX MBIIIII.

Baaoumup Maneukuti | 36.6 — 366 Orneti 6 200y | Puzuueckas



mepanus npu 2eHentuuecKux 3a001e6AHUSIX



I'naBa 2. MblineyHas
nucrpocdust bekkepa

Yacmo 1. Hacneocmeennwvle mbluteurHvle 3a001e6aHUs
Mbimeunass aucrpogus bekkepa (Becker Muscular
Dystrophy (BMD) )

1. O6masn xapakTepucTHKA 32a00JIeBaHUST

Mpimeunas nuctpodusi bekkepa — HacieCTBEHHOE HEpB-
HO-MBIIIIEYHOE 3200JIeBaHMEe, XapaKTEePU3YIOIIeecs: MpOrpeccu-
pyloiei c1adoCThio MPEUMYIIECTBEHHO POKCUMATbHBIX TPYIIIT
CKEJIETHBIX MBILIL] M1 BO3MOXHbBIM [IOPAKEHUEM CEPACYHOMN MBIIII-
1bL.

3a0osieBaHre CBSI3aHO C TATOTCHHBIMU BAapUAHTAMU TeHa
DMD, pacnosnoxeHHoro Ha X-xpoMocome. B orimuue or mbl-
mieyHout puctpopun Homenna (cM. yacts I maBy 1), npu Ko-
TOpPOU (PYHKITMOHAJIbHBIN TUCTPO(MPUH MPAKTUUECKH OTCYTCTBY-
er, ipu Oosie3Hn bekkepa 0OBIYHO COXpaHSIeTCS] YaCTUIHAST BbI-
paboTKa M3MEHEHHOTO WJIM YKOPOUEHHOTO OejlKa, M03TOMY 3a-
6osieBaHre B OOJBIIMHCTBE Cy4YaeB MPOrpeccupyeT MeljIeHHee.
OpHako BbIPAXKEHHOCTb KJIMHUYECKUX MPOSIBIEHUI 3HAYUTEIIb-
HO pa3InyaeTcs: OT YMEPEHHOW MBIIIEYHOU C1a00CTH 0 TSIKE-
JIBIX JIBUTATEJIbHBIX OTPAHUYEHUI U KApIUOMHUOIATHH.



[laTonorus BcTpevaercs NPEUMMYLIECTBEHHO Y MYXKYUH. Y
HEKOTOPBIX JKEHIIWH, HOCUTEIbHUI] TATOTEHHBIX BAPUAHTOB I'€HA
DMD, Take BO3MOXHbI MBIIIIEYHbIE U CEPICYHbIE TPOSIBJICHHUSI.
Yacrota MeiieyHoit aucrpogun bekkepa cocraBisieT mpuosm-
sutesibHO 1 ciydait Ha 18 000—19 000 HOBOPOKAEHHBIX MaJb-
YMKOB (10 pa3HbIM oueHkam — ot 1:18 450 no 1:19 000). 3a-
OosieBaHUE BCTpEUaeTCs 3HAUMTEIBHO peke Oone3nu [loieHHa.

2. KnuHnyeckasi KapTUHA

[TepBble CUMITTOMBI MOTYT TOSIBJISITHCSL B IETCKOM, TTOJIPOCT-
KOBOM WJTH B3pPOCIIOM BO3pacTe.

Haubonee xapakTtepHbl 3aTpyIHEHUs MpH Oere, MoAbEME TI0
JIECTHHMIIE, BCTABAaHUU M3 MONIOKeHus cujist. [TocteneHHo popmMu-
pyercsi ciaboCTh MBIIII] TA30BOTO Tosica U 6Enep.

VY nanpeHToB MOTryT HaOMIONAThCS TICEBIOTHIIEPTPOpUS HK-
POHOKHBIX MBIIIII, TEPEeBATMBAOIIASICS MOXOIKa, cUMIIToM [ o-
Bepca, MBIIIICYHbIC OO U MOBBIIIEHHAS YTOMJISIEMOCTb.

Co BpeMeHeM BO3MOXHBI KOHTPAKTYpbl CYCTaBOB, Hapylile-
HUsI OCAHKM U CHUXEHHE CIIOCOOHOCTH K CaMOCTOSITENIBHOM
Xoap0e.

BaxHo¥ 0c0OeHHOCTBIO O0JIe3HN Bekkepa sABJIsieTCs: BO3MOK-
HOCTb 3HAYMTENILHOTO MIOPAKEHHsI MHOKAp/Ia Jaxe PH OTHOCHU-
TEJIbHO COXPAHHOU MBIIIEYHOH CHJIe. Y OTHENbHBIX MAIlleHTOB
KapIMOMHUONATHsI CTAHOBUTCS BEAYIIUM KJIMHUYIECKUM TpPOsIB-
JICHUEM.



,HI/IEIFHO3 MOATBEPKAACTCA MOJICKYJISAPHO-TCHECTUYCCKUM HC-
CJI€AOBAHUEM. AXTHBHOCTb KpCaTUHKHUHA3bI OOBIYHO ITOBHIIIIEHA.

3. llesin Me TUIUHCKOM peaduIuTaANA

OcHoBHasl 3a/1a4a peabuIMTaluy — MofAepxkanue (pyHKIMO-
HaJIbHOM CaMOCTOSITEJIbHOCTH MallMeHTa [IPY MUHUMAJIbHOM pHUC-
K€ JOMNOJHUTEILHOTO MBIILIEYHOTO MOBPEXK ICHUSI.

PeabuuraniionHas mporpaMMa HanpaBjieHa Ha COXpaHeHHe
MOJBUKHOCTH CYCTaBOB, MPO(UIAKTUKY KOHTPAKTYp, MOAJEp-
’KaHue JOCTYITHOM MBIIIEYHOM aKTUBHOCTH, YIy4llIEHHE PaBHO-
BECHs1 U IPeyIpeKACHUE MaJeHUN.

B otame ot 6os1ee TskENbIX (hopM AUCTPOoGUHONATHIA, MHO-
Tve TalMeHThl ¢ 00Jie3HbI0 Bekkepa CroCOOHBI JUIMTEIBHO CO-
XPaHATh CAMOCTOSITENILHYIO XOABOY.

[losTOMy BakHOE€ MECTO 3aHMMAIOT aJaNTUPOBaHHAsT (PU3M-
Jyeckasi aKTUBHOCTh, MPOecCHOHATbHAS U OBITOBAsI HE3aBUCH-
MOCTb.

[Nepen Ha3HaueHWEM HArpy3Kd HEOOXOIUMa OlIEHKa cepred-
HO-COCY/UCTON CHUCTEMBI.

4. Jleueonas pu3KyJbTYpa

JleueOHast (pU3KyIbTYpa TOKHA HA3HAYATHCS WHINBHUIYATb-
HO C YYETOM MBILLIEYHOU CUJIbI, YTOMJIIEMOCTH U KapAUOJIOTHYe-



CKOT'O COCTOSIHUSI.

[Ipn coxpaHHOM IBHTaTeNIbHOM (PYHKLIMM MOTYT HMCIOJb30-
BaThCsl YMEPEHHBIE a9POOHbBIE YIPaKHEHHSI: XOIb0a 10 POBHOM
NOBEPXHOCTH, 3aHATHSI HA BEJIOTPEHAKEPE C HEOOJIBILIMM COITPO-
TUBJICHHEM, IJIaBaHUE U YIPAXKHEHUS B BOJIE.

JlorycKaloTcsl OCTOPOKHBIE YIPaKHEHUsI Ha MOAJEepKaHHue
MBIIIIEYHON CHJIbI C HU3KUM COITPOTHUBJIEHUEM, €CIT OHU XOPOLLO
HIEPEHOCATCS U COIVIACOBAHBI CO CHELUATIMCTOM.

PekoMeHAyI0TCS MATKME PACTSKEHUs] UKPOHOKHBIX MBIIIILI,
crudaresneit Oepa M PYTryx TPYII, CKJIOHHBIX K YKOPOUYEHHIO.

[TonesHsl ynpaxHeHUs] HA paBHOBECHE, KOOPAMHALMIO U TIOJI-
JepkaHue YCTOMUMBOCTHU MPH XOAbOE.

Hepnomyctumo 10BOAWTD MaleHTa 40 BBIPAKEHHOTO MBbIIIeY-
Horo uctoreHusi. Crieqyer n3derarb Ype3MepHbIX CHUIIOBBIX Ha-
I'PY30K, UHTEHCUBHBIX SKCLIEHTPUUECKUX YIPAKHEHUN U TPEHU-
POBOK yepe3 00Jb.

[TponoKUTENIBHOCTD, YaCTOTA M WHTEHCHBHOCTb 3aHSATHM
noaoupalTcs WHAMBUAYaIbHO. [loce Harpy3ku OIeHMBaIOTCS
MblIIIe4Hast 60JIb, C7TA00CTh ¥ BPEMs BOCCTAaHOBJICHHUSI.

5. Macca:x u annapatHas (pu3uorepanus

[Ipu mbliieyHon auctpodun bekkepa maccax MOXET BKIIIO-
YaThCsl B PeaOUIMTAIIMOHHYIO TIPOrPaMMYy MTPU HAIMYHH JIOKAJTb-
HOTO MBIIIIEYHOTO JUCKOM(OPTa U COIMYTCTBYIONMX OOJIEBBIX
omymenuid. Ocodoe BHUMaHUE YIENSIOT IIAAIEMy BO3IEH-



CTBMIO Ha NIEPErpyk€HHbIE MbIIIIEYHbIE TPYHIIbI C YYETOM BbIPA-
JKEHHOCTH CJIA00CTH U MH/IUBUIYaIbHON TIEPEHOCUMOCTH TTPOLIe-
Ty PBL.

[IpeanoyrutebHBI MATKUE TEXHUKU O0e3 BhIpakeHHOTO JaB-
neHus. bonesHeHHOe pa3MHMHaHWE, WHTCHCHUBHAs BHOpAlUs W
arpecCMBHOE BO3JICHCTBHE Ha OCJIa0JIEHHbIE MBIIIIIBI HEeXesa-
TEJIbHBI.

Maccax He ycTpaHsieT TeHeTUYeCKUi J1epeKT U He OCTaHaB-
JIUBAET MPOrpecCUPOBAHNE MBIIIIEYHON AUCTPOGUH.

TENS MoOXeT UCIOb30BaThCI MO OTAEILHBIM ITOKA3aHUSAM
IUTsI CHMITTOMAaTHYECKOro 00e300/IMBaHM A, OIHAKO crienrduye-
CKHX JIOKa3aTeJbCcTB 3(pdekTBHOCTU Tipu Oojie3Hu bekkepa
HEJOCTAaTOYHO.

Bonpoc o npumenennn NMES paccmatpuBaercs ¢ yd4étom
OCTaTOYHOW MBIIIIEYHOU (DYHKIIUM, CTETeHU YTOMJISIEMOCTH W
(pyHkIMOHANBHBIX 3a/1a4 TareHTa. [Ipu BeIOOpe MmapaMeTpoB
CTUMYJISIIIAY CHITIMAIIUCT JJOIKEH YUUTHIBATh OCOOEHHOCTH JTUC-
Tpoprueckoro mporecca U MHIAMBUAYAIBHYIO MEPEHOCUMOCTh
Harpy3KH.

[Tpu mpieynon gucrpodpun bekkepa ynbTpa3ByKoBasi, UH-
(ppakpacHass ¥ MarHWTHasi Teparus MOTYT pacCMaTpPUBATHCS
CHELMATUCTOM KaK JAOMOJIHUTENIbHbIE METOAbI MIPU COITYTCTBYIO-
IIMX CUMIITOMAX, €CJIM UMEIOTCSI CAaMOCTOSITE/IbHbIC TTOKA3aHMSI.
WX BKJIIOUEHWE B TPOrpaMMy 3aBUCUT OT UHIUBUIYaJbHOM I1e-
PEHOCHMOCTH, O€30MaCHOCTH U O KUJAEMON CUMIITOMATHYECKOM
TMOJIb3bl; JOKA3ATENbCTB BIUSHUS STUX MPOLIEAYP Ha MIPOrPeccu-



poBaHKe TUCTPOPUN HEJOCTATOUHO.
6. OpTonequyeckasi peaduJIuTANMS

[Ipu mporpeccrpoBaHMM MBIIIEYHON CIa00CTH TOBBIIAETCS
BEPOSATHOCTh OI'PAHUYEHU S TIOIBUKHOCTH CYCTaBOB, HAPYILIEHUS
MOXOJKU U (pOPMUPOBAHUS KOHTPAKTYP.

HeobGxoauma peryiisipHasi OlleHKa COCTOSIHUSI CTOII, KOJIEHHBIX
¥ Ta300€JpEHHBIX CYCTABOB, TO3BOHOYHUKA M YCTOMYMBOCTH T1a-
IIUEHTA.

[lo MHAMBUIYaIbHBIM TOKA3aHUAM IPUMEHSIOTCS OpTE3bl,
BCIIOMOTaTe/IbHbIE CPEJICTBA /IJIs1 XOAbOBI ¥ IIPUCTIOCOONICHUSI /1151
oOMneryenyrst MOBCEJHEBHOMN AEATETHOCTH.

[Ipu BHIpak€HHOW CIA0OCTH HEOOXOAMMO MpPEAyNpPekIaTh
najieHus ¥ alaniTUPOBaTh OKPYKAIOIILYIO Cpeay.

HaznaueHue opTe30B IOKHO yUUTHIBATb BO3MOXKHOCTh HUX
BJIMSIHUSI HA COXPAHMBIIYIOCS] ABUTATEIbHYIO (DYHKITHIO.

7. AbIXaTeJabHas 1
Kap/uoJjoruyeckasi peadnjanTanus

JlpIxaTenpHple HapymeHusi npu Oone3Hu bekkepa OOBIYHO
BO3HMKAIOT IIO3[JHEE M HE y BCEX IALMEHTOB, OJHAKO IIpU
IPOrpeCCUPOBAHUN MbIIIEYHON CJ1a00CTH HEOOXOAUM KOHTPOJIb
(pyHKLIMM BHEIIHETO ABIXaHUS.



Oco6eHHO BaXeH KapauoJIOTMUECKUi MOHUTOPYHT.

Kapnmonornieckoe HaOmoneH1e ciaeayeT Ha9MHaTh C MOMEH-
Ta YCTAHOBJIEHUS JUarHo3a, ucnoib3ys IKI, sxokapauorpaduio
u, ipu Heooxogumoctu, MPT cepaia. CornacHo pekoMeHa1m-
sam GeneReviews, kapauonornyeckas oleHKa MPOBOJUTCS ekKe-
TOJTHO, & TPH BBISBJIEHUM HAPYIIEHUN (PYHKIIMU MHOKapaa —
yairie, Mo pelieHuno Kkapauosora. [Ipu pa3Butum kapauoMuona-
THUM MOTYT Ha3HA4YaThCsl JIEKAPCTBEHHbIE TperapaThl AJis jede-
HUSI CEPAEYHON HEJIOCTaTOYHOCTU U MPOPUIAKTUKUA OCIOKHE-
Huil. Pusnueckast Harpy3ka B TAKMX CIy4asiX COIVIACOBBIBAETCS
¢ kapauosiorom. [Ipu apIxaTebHON HEIOCTATOYHOCTU TIPUMEH -
I0TCSI CMIEUATM3UPOBAHHBIE METO/Ibl PECTIUPATOPHON MOIEPK-
KH.

8. HpOTI/IBOHOKa3aHI/IH H orpann4cHus

[pn rutaHMpoBaHUM peaduaUTai HEOOXOIUMO YUUTHIBAT
BO3MOKHOE COYETaHHEe MBIIIEYHON CIa00CTH, HAPYIIEHU! cep-
J@YHOTO PUTMA U CHYKEHUS (PU3MYEcKoi BHIHOCIUBOCTH. Oco-
OyI0 OCTOPOKHOCTh HEOOXOAMMO COOMIONATH TIPY HAJTMYWU Kap-
JAMOMUOTIATHN ¥ apuTMHK. Jlaxke Mpyu OTHOCUTENBHO COXPaHHON
MBIIIIEYHOM criie (pu3nuecKas Harpy3ka MOXeT TpeOoBaTh orpa-
HUYEHWI, YCTAHOBJICHHBIX KapMOJIOrOM OCTIe OLIEHKH COCTOsI-
HHUS CepaLia.

Cnepnyet uzberars:

BBICOKOMHTEHCUBHBIX CHJIOBBIX TPEHUPOBOK U YIPAKHEHUI



110 UCTOIIICHHMSI.
3HAYUTENIBHBIX IKCIEHTPUIECKUX HATrPYy30K.

ArpeccuBHOrO pacTsiKeHUsT ¥ OOJIE3HEHHBIX MAaCCaXHBIX TEX-
HUK.

®du3NYECcKUX Harpy30K MpHU HECTAOUIbHON KapqHOMUOTIATUH
WY BBIPAKEHHBIX apUTMUSIX.

BaHATHI TTPU OCTPHIX UHQEKIMAX, JTUXOPAIAKE U 3HAUYUTEITb-
HOM YXy/IIEHUU OOIIEero COCTOSIHUS.

AnmaparHbIx Tiporieyp 0e3 OOOCHOBaHHBIX TOKa3aHW W
OLIEHKHU O€30MacHOCTH.

IMpu nosiBieHMU OOMM B Tpyad, OOMOPOKA, BbIpaKeHHOM
OJIBIIIKY WJTH CepAlieOMeHNs 3aHATHEe HEOOXOIUMO TPEKPATHTh
¥ 00ECTIeUUTh MEIUITUHCKYIO OIICHKY.

BripaxeHHast MplliieqHast 60Jb, Pe3KOe YCHIIEHHEe ClIadoCTh
WM TEMHAS1 MOYa TOCIe HAarpy3KH TpeOyloT CPOYHOro 00cie0-
BaHUS 1J1s1 UCKJTIOUYEHHMSI TIOBPESKICHU ST MBIIIIII.

9. PekoMeH/JallMy MAIMEHTY U POJACTBEHHUKAM

[ManmeHTy ¥ ero ceMmbe HeOOXOAUMO OOBSICHUTD, UTO YMEPEH-
Hasl peryJsipHas aKTMBHOCTb MPEIIOYTUTEbHEE KaK IMOJTHOTO
OTKa3a OT ABWKEHUH, TaK U YPE3MEPHBIX TPEHUPOBOK.

JlomarHss mporpaMma MOKET BKJII0YaTh MSTKUE yIpaKHe-
HHUs1, 6e30MacHy0 X0nbp0Y, OJIepKaHKe TOABMXHOCTH CYCTaBOB
¥ TIEPUOIIBI OTABIXA.

Heo6xonumo cobmoaaTe pexkuM BOCCTAHOBIIEHHS MOCTIE Ha-



IPY30K M U30erath JAJIUTETLHOTO MepeHaIPsKEHUSI.

[MarmenTam TPymIOCIIOCOOHOTO BO3pacTa MOTYT MOTPeOOBATh-
cs ajanTanus pabodyero Mecra, U3MeHeHue Xxapakrepa pusude-
CKMX HArpy30K ¥ 9prOHOMUYECKHE MPUCIIOCOOICHHU L.

Oco0oe BHUMaHUeE CIIe/lyeT yAeNATh PEeryIsipHOMY KapauoJio-
TMYECKOMY HaOMIOJICHUIO, aXKe €M MbIeuHast c1aboCTh BbI-
paxkeHa He3HAYMTEIIbHO.

10. 3akauenue

Meimeynass guctpodus bekkepa XapakTepusyercsi 3Hauu-
TEeJIbHOM KJIMHUYECKON BaphaOelbHOCTHIO M 3a4acTyio Oosee
MEJUICHHBIM TPOTPECCHPOBAHUEM IO CPABHEHUIO C OOJIE3HBIO
JomenHa (cM. yacts [ raBy 1).

CBoeBpeMeHHasi MeAULMHCKAs peaOuIuTalys CHoCOOCTBYET
MOAJIEPKAHUIO IBUrATENIbHON aKTUBHOCTH, MPO(UIAKTUKE KOH-
TPAKTYp U COXPAHEHUIO CAMOCTOSITEJIbHOCTH.

Ocoboe 3HaYeHue MMeeT KapAUOJOrMYecKUil KOHTPOIb, TO-
CKOJIBKY TSKECTb HOPaXKeHUsl CepAlla He BCerja COOTBETCTBYET
BBIPQXKEHHOCTU MBIIIEYHON CITa00CTH.

KoMIw1ekcHOE CONpOBOXKIEHUE TOTKHO OCYLIECTBIIATHCS TPU
y4acTHM HEBpOJIOra, Bpaya-peabuiuTosniora, Kapauosnora, ¢u-
3UOTEpaIeBTa 1 JIPyrux CHeaIuCcTOB.

OCHOBHOH NpUHIMI peaduauTanuu npu OonesHn bekkepa
— TOJJIePKUBATh (PH3MUECKYI0 aKTHBHOCTb, COXpaHsisl OasaHC
Mexay (pyHKUIMOHAIBHON MOMb30i HArpy3ku U 6€30MacHOCTBIO



MBIIIIEYHON U CepAEYHO-COCYIUCTON CUCTEM.
Braoumup Maneyxuii | 36.6 — 366 Orneti 6 200y | Puzuueckas
mepanusi NPU 2eHEMUUECKUX 3a001e8aHUSIX



I'maBa 3. KOHEeYHOCTHO-IIOSICHBIE
MbllieuHble qucTpocdhun (Ipoda-Pora)

Yacmo 1. Hacneocmeentvle mblieurvle 3a001€6aHUS
KoHeuHOCTHO-TIOsSICHbIE MblIIeYHbIe aucTpoduu (Ap-
0a-Pora) (Limb-Girdle Muscular Dystrophies (LGMD) )

1. O6masn xapakTepucTHKA 32a00JIeBaHUST

KOHEYHOCTHO-TIOSICHBIE MBIILIEYHbIE JUCTPO(PUM — TpyIma
HACJIEICTBEHHBIX HEPBHO-MBIIIIEYHBIX 3200IeBaHU, XapaKTepu-
3YIOIMXCSl MPOrpeccUpyoliell c1ad0CTbl0 MPEUMYIIECTBEHHO
MBI [JIEYEBOTO U TA30BOI'O MOSICOB.

Hcroprueckn 4acTh KOHEUYHOCTHO-TIOSICHBIX (hOopM 00O3Ha-
Jaji Kak MblIeuHyo auctpoduio Dpda-Pora. CoBpemeHHas
KJIacCU(PUKAIMsI OCHOBBIBAETCSI HA KOHKPETHBIX F€HETUUYECKUX
HapylieHusix. M3BecTHbl MHoOroumciaeHnble noatunst LGMD,
cBa3anHpie ¢ u3MeHeHussMu reHoB CAPN3, DYSF, SGCA,
FKRP u npyrux.

HacnenoBanue ObIBaeT ayTOCOMHO-PELECCUBHBIM UJIM ayTO-
COMHO-JIOMUHAHTHbIM. Bo3pacT nosiBjieHns: CMUMIITOMOB U CKO-
POCTb IPOrPECCUPOBAHMS CYLIECTBEHHO paziuyatorcs. [lo qan-
HeIM Orphanet, cOBOKyIHasi paclpOCTPAaHEHHOCTb KOHEYHOCT-
HO-TIOSICHBIX MBIIIEYHBIX JAUCTPO(UI OlICHUBAETCS TPUOTH3H-



tesibHO B 1 crywait Ha 44 000—123 000 yenoBek. YacroTa oTaeb-
HBIX TEHETUYECKUX MMOATUIIOB CYIIECTBEHHO PA3JIMYAETCS MEXK-
1y TIOMYJISIIIUSIMMU.

2. KniuHnyeckasi KapTUHA

3aboneBaHre MOXET MPOSIBUTLCS B JETCKOM, MOJPOCTKOBOM
WY B3POCJIOM BO3pAacTe.

Hawubornee xapakTepHbl TPYAHOCTH TP MOABEME TI0 JIECTHU-
1le, BCTABaHWH CO CTYyJa, Oere u [umTenbHoi xoasoe. [Ipu nmopa-
’KEHUU TUICYEBOTO TMOsICa BO3HUKAIOT 3aTPYIHEHUS MPHU TOTHS-
THU PYK, OICBAHUY U BBIMIOJTHEHUN OBITOBBIX JICHCTBUIA.

MoryT HaOmonaThCsI EPeBAIMBAIOIIASICS TIOXOKA, CHMITTOM
['oBepca, BHICTYIIAHHUE JIOTIATOK, MbIIIIEYHAast aTpOgHs U KOHTPAK-
TYpBI CYCTaBOB.

[pu oT/EeNIbHBIX TeHETUYeCKUX (hopMax BO3MOKHO MOpaxe-
HHE MUOKAp/a U JIbIXaTeJIbHOW MYCKYJIaTyPHL.

JlnarHocTvKa BKJIIOYAET HEBPOJOTHMUYECKHI OCMOTP, HCCIe-
JOBaHWE KPEaTWHKWHA3bI, MBIIICYHYIO BH3YaIU3aIMI0 U MOJIe-
KYJISIPHO-TEHETUYeCKOe TECTUPOBAHME. YCTaHOBJIEHUE TIO/ITHIA
HEOOXOIMMO JJTsI TIPABWJIBHOTO TJIAHUPOBAHUS HAOIONEHNUS U
peaduIMTaIH.



3. Ilesmn Me TUITHHCKOM peadnIHTANH

Peabunuranmonnas crpareruss npu LGMD ompenensercs
IIPE’KE BCErO FeHETUYECKUM IOATUIIOM U PaCpeACIeHUEM Mbl-
IIEYHON c1a00CTH. Y OIHUX MAIlMEHTOB IEePBOCTETICHHON 3a/1a-
4ell CTAaHOBUTCS MOAJEP)KAHUE YCTOWYMBOM XOObOBI, y IPYrux
— COXpaHEHUE BO3MOKHOCTHU MOJHUMATh PYKH, CAMOCTOSTEIIb-
HO OZIEBAThCSI ¥ BBIMOHATH OBITOBBIE JeicTBU. [loaTomy (pyHK-
LIMOHAJIbHBIE LIEJIA (POPMUPYIOTCS NOCIIE OLEHKHA BO3MOKHOCTEN
IUIEYEBOTO U Ta30BOI'0 MOSICOB, a TAKKE OOIIEro COCTOSIHUS Ta-
LIMEHTA.

C y4€TOM 3TOro K OCHOBHBIM 33/1a4aM MEIUITMHCKON peadu-
JIMTAlU OTHOCATCS:

COXpaHEHHUEe MOJIBM)KHOCTH IIJIEYEBBIX U Ta300€JPEHHBIX CY-
CTaBOB U NPO(PUIAKTUKA KOHTPAKTYP;

NO/IAepP/KaHUE MBIIIEYHONM BBIHOCIMBOCTH B IpeJesiax WH/AU-
BUyaIbHON MIEPEHOCUMOCTH;

yJIy4llleHue PaBHOBECUSI U YCTOMUMBOCTH IPU X0ABOE;

coxpaHeHue (PYHKIMI BEPXHUX KOHEYHOCTENM M CaMOCTOSI-
TEJILHOCTU B ITIOBCEAHEBHOU JEATEILHOCTH;

NpenyIpeXACHUE MTaJCHUN.



4. JleueOHass pu3KyJILTYpa

JleueOHas pu3KysIbTYpa SABISIETCS OCHOBOW peaOMIIMTAIIOH-
HOW IIPOrpamMMBl.

[pu coxpaHEHHOI CMIOCOOHOCTH K CAMOCTOSITEIBHOMY Tiepe-
JBWKEHUIO CIISITUATIMCT MOXET BKJIIOYATh B MPOrpaMMy YITpaK-
HEHUSI Ha BEJIOTPEHAXEPE C MUHUMAJIbHBIM CONPOTUBJICHHUEM,
JO3UPOBAHHYIO XOIbOy U 3aHATUS B Oacceitne. Oco0oe BHUMA-
HYE yAeNsieTcsl yCTOWIMBOCTH Ta30BOT0O T0sIca, KOHTPOJTIO TTOJI0-
KEHUsI TYJIOBMIIIA U COXPAHEHUIO (DYHKIIUA BEPXHUX KOHEUHO-
creid. [1pu BBIMOJTHEHUH IBUKSHUI HEOOXOIMMO YUUTHIBATh BO3-
MOKHYIO aCHMMETPHIO MBIIIIEYHO! CIIA00CTU U PA3IIMS MEX/LY
TeHETMYECKUMU TOATUIIAMH 3a00JIeBaHUSI.

BaskHOE MeCTO 3aHMMAIOT YIIPasKHEHHMSI JIJTSI MBIIIIIL TIEYEBOTO
¥ Ta30BOTO IOSICOB, TOJ/IEpKaHKue 00bEMA IBUKEHHI B CyCTaBax
Y TPEHUPOBKA PAaBHOBECHSI.

PacrsxkeHue BBITONIHAETCA IUIABHO, Oe3 0ou. HeoOxommmo
n3berarb Ype3MEpHBIX IKCIEHTPUUECKUX HArpy30K, TPEHUPO-
BOK JIO MICTOIICHUS M YIIPAKHEHUH, BHI3BIBAIOIIMX BHIPAKEHHYIO
MBIIIEYHYI0 O0JI€3HEHHOCTb.

[Mocne 3aHATHSI OLIEHUBAIOT YTOMJISIEMOCTD, MBIIIIEYHYIO OOJTh
Y BOCCTaHOBJICHUE JIBUTATEIbHBIX BOZMOKHOCTEH.



5. Maccax u annapatHas pu3uorepanus

[1py KOHEYHOCTHO-TIOSICHBIX MBIIIEYHBIX JUCTPO(PHIX BHIOOD
MAaCCaXHOM TEXHUKM 3aBUCUT OT PaCIpPECICHUs MBIIIEYHOU
C1ab0CTH ¥ COCTOSIHUS TUICUEBOTO U Ta30BOro mnosico. Crierma-
JIMCT OLIEHUBAET HaJIMuue OOJI€3HEHHOCTH, OT PAHUYEHHU S IBHIKE-
HUI1 ¥ KOMIIEHCATOPHOTI'O NE€PEHAIPSKEHNUS OTIAEIbHBIX MBIIIIEY-
HBIX TPYII, TIOCE Yero OnpeessieT MelecooOpa3sHOCTh MIais-
IIEr0 MaHyaJIbHOTO BO3JEUCTBUS.

[IpennodruTesbHbl MATKME TEXHUKU 0€3 MHTEHCUBHOIO pas-
MHUHAHUS 1 O0JIE3HEHHOTO AABJIEHHS Ha OCIa0I€HHbIE MBIIIILIBI.

TENS MoXeT NMpUMEeHSITCSI TIPU OTHEJIbHBIX OONIEBBIX CHH-
JpOMax, HO He BJIMSIET HA TeHETMYECKUI MeXaHu3M 3a0osieBa-
HUS.

BosmoxnocTs ucnons3oBanuss NMES onpenensercs renetu-
yeckuM nogrunom LGMD u xapaktepom Nmopak€HUs MBIIIILI.
Merton TpeGyeT OCTOPOXKHOrO Mogdopa MapamMeTpoB U OLEH-
KM peaKLM MaluUeHTa, TOCKOJbKY JaHHbIE O ero 3(p(eKTUBHO-
CTU TIpU Pa3IMYHbIX (POPMaxX KOHEYHOCTHO-TIOSICHBIX AMUCTPO-
(pui1 orpanrUEHBI.

TepaneBTruecKuy ylIbTpa3BYK U MH(paKpacHas Teparnus Mo-
I'yT pacCMaTpuBaTbCs B KAyeCTBE [OINOJHUTEIIBHBIX METONOB
(pusroTEpaneBTUYECKOrO BO3JEUCTBUA INPU HAIUYMM COMYT-
CTBYIOIIMX OOJIEBBIX CHHIPOMOB W MBIIIEYHOTO AUCKOMQOp-
Ta. VIX IpuMeHeHne HanpaBJeHO MPEUMYIIECTBEHHO Ha pellle-



HUE CUMIITOMAaTUYECKUX 3ajiay, MOBbIILIEHHe KOM(pOPTa NalUeH-
Ta 1 yJTy4IlieHue TIePEHOCUMOCTH PeabMIIMTAIIMOHHBIX MEPOITPH-
SITUM.

Marnautorepanusa (PEMF) takke mMoxkeT paccmarpuBaThCs
KaK BCIIOMOTaTeJIbHBII METO]] B COCTaBe KOMILUIEKCHOU MTPOrpaM-
MBI peadunutanyy. Pemenre o e€ nmpuMeHeHnr MPUHAMAETCS
CHELMATNCTOM HHAUBUYAIBHO, C Y4ETOM KJIMHUYECKOTO COCTO-
STHUS NALIMEHTA, BO3MOXHBIX IPOTUBONOKA3aHUNA U OTPAHUYEH-
HOCTU HAYYHBIX AaHHBIX 00 3(h(PEeKTUBHOCTH METOIA HETIOCPe/-
crBeHHo npu LGMD.

PaionanbHoe coveraHue JieueOHOM (PUKYJIBTYpBI, Macca-
’Ka U JOIOJHUTENbHBIX alllapaTHbIX METOIMK MO3BOJSAET WH-
JVBUIYaJIU3UPOBATh PEaOUIMTAIIMOHHYIO TIPOrPaMMy € yUETOM
(byHKIIMOHATTBHBIX BO3MOXHOCTEH manuenTa. [Ipu 3Tom BHIOOD
KaK/I0M MPOLIEAYPbI IOJDKEH OCHOBBIBATHCS HA KOHKPETHBIX Te-
parneBTUYECKUX 3a/1a4aX U €€ 0)KUJAeMOM KIMHUYECKOH TOJIb3E.

6. OpTonequueckasi peadmJIHTAHAS

[pu mporpeccupoBany 3a00TEBaHNS BOZMOXHBI KOHTPAK-
TYpBl CYCTaBOB, HAPYILIEHUSI OCAHKU, HECTAOMIBHOCTh MOXOAKH
Y CHIKEHHE CTTIOCOOHOCTH TIepeBUTaThCSl.

HeoGxomumbl peryssipHasi OlleHKa MOABMKHOCTH CYCTaBOB U
aHAJIA3 XOObOBL.

Bri6op opronenmueckux nprcnocodnernii mpu LGMD 3aBu-
CHT OT Ipe0OIaAaIoIIero MopakeH s MBIIII] TA30BOTO JIMOO Tiie-



YEBOro I0sca.

[Tpu c1abocT HUKHUX KOHEYHOCTEH CIIEITMATMCT TIOI0ONpaeT
OpTe3bl M BCIIOMOTaTesIbHbIE CPEICTBA 111 XOAbOBI, MO3BOJISIO-
I1e KOMIIEHCUPOBaTh HAPYIIIEHUS TIOXOIKHA ¥ YMEHBIIIUTh PUCK
MMageHu.

[Tpu BBIpaXk€HHOM TMOPAKEHUU IIEYEBOTO TMOsica HeOOXO/IU-
MO OIIEHMBAaTh BO3MOJKHOCTHM MAIIEHTa CaMOCTOSITEJILHO BbI-
TIOJIHATH JIECTBUSI PyKaMU M UCIIONb30BaTh BCIIOMOTaTe IbHbIE
OBITOBBIE TIpUCTIOCOONEHNs. B ciiydae 3HAUMTENBHOTO CHUKE-
HUSI MOOWJIBHOCTH pacCMaTpPUBAETCS MOA00P WHIUBHTYaILHOTO
Kpeca-KOJsICKHU U CPEACTB MO3UITMOHUPOBAHMUSI.

Oco0oe BHUMaHKE CAEeIYeT yIeasaTh MPo(pHIaKTUKE TaeHUIA
Y COXpaHEHUI0 0e30MacHON aKTUBHOCTH.

7. IpIxaTeJbHasA "
KapanoJiornyecKasi peadnjanranus

Hexoropslie renernyeckue nogrunsl LGMD conpoBoxgaioT-
Cs1 KApIMOMHUOTATHEW, HAPYIIEHUSIMU CEPIICYHOrO PUTMA U CJla-
OOCTBIO IBIXaTeIbHON MYCKYJIATyphl.

[TosToMy KapauonIoruyeckoe v pecrupaTopHoe HaOmoaeHue
OMPeEeIISIIOT C YYETOM YCTAHOBJIEHHOT'O T€HETMYECKOIro BapraH-
Ta.

[Ipn Haymmumm nokazanu BeimosHsOTCA DKI', axokapamo-
rpadwus, uccienoBanre (PyHKIIMYA BHEUTHETO JIbIXaHWs U Apyrue
00CJIeIOBaHU .



[Ipu cuuxeHun 3PEKTUBHOCTH Kallllsi MOTYT MCIOJb30-
BaThCsI METO/IbI PECITUPATOPHON MOAJEPKKY, a IPH ABIXATEIbHON
HEJI0OCTATOUHOCTH — HEeWHBA3WBHASI BEHTUISALIUS JIETKUX.

dusnyeckyo Harpy3Ky KOppeKTHPYIOT MU BbISBJICHUU Cep-
JeYHO-JIETOYHBIX OCJIOKHEHUH.

8. HpOTI/IBOHOKa3aHI/IH H orpann4cHus

[pn rtaHMpoBaHUM peadUaUTai HEOOXOIUMO YIUTHIBAT
TeHETMYECKUI TO/ITHII, CTENIeHb MBIIIEYHON CTa00CTH U PHUCK
HOBPEXKJIEHHS MbILIEYHBIX BOJIOKOH. [Ipy OTAEIbHBIX reHeThye-
ckux ¢opmax LGMD, 0coGeHHO HEKOTOpPBIX AuchepIuHOmNa-
THUSIX, UHTEHCHBHBIE (PU3UYECKHE HArPy3KH MOTYT COIPOBOX-
JaThCsl BBIPAKEHHBIM MOBpekaeHueM Mbiil. [lostomy crierm-
QJIUCT JOJKEH YYUTBHIBATh T€HETUYECKUI JUArHo3, MoKa3aTelu
MBIIIEYHbIX (DEPMEHTOB MPH HATMYMU MOKA3AHUA M PEaKIHIO
MaleHTa Ha TPeIbIIyIIre 3aHATHS.

Crnenyert nz0eraTb:

BBICOKOMHTEHCHBHBIX TPEHUPOBOK JI0 UCTOILEHU .

Ype3MepHBIX IKCHEHTPUUECKIX HArpy30K.

ATpPeccCHBHOTO pacTsKeHHs 1 OOJIE3HEHHOTO TITyOOKOTo Mac-
caxa.

VipaxHeHUH ¢ BBICOKMM PUCKOM IaJIeHusl.

Harpy3ok npu HeCTaOMIIBHBIX CepAeYHO-JErOUHbIX Hapyllle-
HUSIX.

HeobocHOBaHHOTO pUMEHEHU 1 alnapaTHON (PU3UOTEPATHH.



[NosiBieHMe pe3Kou C1ad0CTH, UTUTEILHON MBIIIIEYHON OO0JIH,
BBIPa)KEHHOM OZIBIIIKY MJIM TEMHOU MOYH NTOCTIE (PUBNYECKUX Ha-
TPY30K TpeOyeT MpeK parieHusl 3aHATUN U MEIUITUHCKOTO 00cie-
JOBaHMS.

9. PekxoMeHJa1iuu NanueHTy U POJCTBEHHUKAM

[MareHTy HEOOXOAMMO OOBSICHUTH 3HAYEHUE PETYJISIPHOM, HO
JO3UPOBAHHOM JIBUTaTEJIbHOM aKTUBHOCTH.

JloMariHsisi mporpaMmma MOKET BKJIIOYaTh MSITKUE yIpaskHe-
HMS Ha MOJBUKHOCTb CYCTaBOB, O€30MAaCHYI0 X0b0Y, yIIpakHe-
HMS HA PAaBHOBECUE U NIEPUOJIBI OTIbIXA.

Cnenmyer n3berarh (pr3nyecKrx Meperpy30K U CBOEBPEMEHHO
a/IafITUPOBATh TOMAIIIHIOK CPely MPU CHUKEHUH CAMOCTOSITE Tb-
HOCTH.

Crenpammct o0y4yaeT poACTBEHHUKOB O€30MacHbIM IpUEMaM
NOMOUIM IIPY BCTaBaHUU CO CTYJIa, MEpeMeIleHNH C KpPOBaTH U
NIPEOIOIEHNHY OBITOBBIX MPENSITCTBUI. [1py BeIpaskeHHOM c1abo-
CTH IUIEYEBOI0 Mosica 0c000e BHUMaHKE YAENISIOT COXPAHEHHIO
CaMOCTOATEJIBHOCTH IIPY OJEBAHUM, IIPUEME UM U BBIIOJIHE-
HUU JEUCTBUI PyKaMH, MCTIOJB3Ys NP HEOOXOIUMOCTH ajar-
THBHBIE TTPUCTIOCOOJICHUSI.

BaxHoe 3HaueHune UMEIOT NICUXO0JIOrMYecKas MoAJepKKa, Co-
XpaHEeHHEe COLMAIbHON aKTUBHOCTHU U MPodheCCUOHAIbHAS aJjarl-
Talusl.



10. 3akiaouenue

PeaGuuranus npy KOHEUHOCTHO-TIOSICHBIX MBIIIIEYHBIX JVIC-
Tpodusax TpeOyeT MOHUMAaHWS KJIMHHUYECKON HEOTHOPOTHOCTU
9TOM rpymbl 3a6oneBaHuii. laxe nmpy cXOqHOI MBIIIEYHOM Clia-
OO0CTH MallMeHThl MOTYT CYIIECTBEHHO Pa3JIMYaThCs MO CKOPO-
CTU MPOTPECCUPOBAHUSL, IEPEHOCUMOCTHU (PU3UUECKUX HATrPy30K
U PUCKY CEPACYHO-IbIXaTEIbHBIX OCTIOKHEHUIA.

[TosTomy ycrienHass paboTa CrenuaucTa orpeaesseTcs He
KOJIMYECTBOM Ha3HAYEHHBIX MTPOLIEAYP, & TOYHOCThIO UHIUBUTY -
QJILHOU OIIEHKHM, 0OOCHOBAHHBIM BHIOOPOM METOIOB U CBOEBpE-
MEHHOU KOppEeKIMel peaObvIMTallMOHHON IPOrpaMMBbl.

Baaoumup Maneukuti | 36.6 — 366 Orneti 6 200y | Puzuueckas
mepanusi NPU 2eHEMUUECKUX 3a00Ne6AHUSIX



I'maBa 4. ILl.1edyeonaTroyHo-
JIMIIeBasi MbIIIeYHAas
aacrpodgusa Jlanay3u-/le:xxepuna

Yacmo 1. Hacnreocmeenivie moluteurvle 3a001€6aHUS

IIneyenonarouHo-anneBasi MblIeYHAss JUCTPOgus
Jlanay3u-/le:xxepuna  (Facioscapulohumeral  Muscular
Dystrophy (FSHD) )

1. O6mas xapakTepucTHKA 3a00JIeBaHUST

[TneyenonatouHo-aMLeBasl MbleuHasi auctpodus Jlanmy-
3u-/lesxepriHa — HaclieICTBEHHOe 3a00JieBaHue, TIPU KOTOPOM
MPEUMYILIECTBEHHO MOPAXKAIOTCSI MBIIILIBI JIUIIA, TIEYEBOrO MO-
sica ¥ BepXHUX KoHeuHocTtel. [To Mepe pa3Butus 6one3Hu BO3-
MOHO BOBJIEYEHHUE MBIIIILL TYJIOBUIIA ¥ HUKHUX KOHEYHOCTEH.

Boinensior nse ocHoBHble reHetuueckue ¢popmbl: FSHD1 u
FSHD2. Ux pa3Butue CBA3aHO C HApyLIEHUEM DPEryJIALANA JKC-
npeccur reHa DUX4, BbI3bIBAIOIIMM NATOJIOTUYECKUE U3MEHE-
HUS MblILIeYHbIX KJeTok. Hanbonee pacnpocrpanénnas gopma
FSHD1 o0ycnoBieHa cokpaiiieHreM 4ucia moBTopoB D474 B
OIPEe/IENIEHHON 001aCTH YETBEPTON XPOMOCOMBI.

XapakTepHOi 0COOEHHOCTBIO 3a00JIeBaHMsI SIBJISIETCSI BBIpa-



JKeHHasl BapruaOeJIbHOCTh KIIMHUYECKUX MPOSIBIICHUI Jake cpe-
U 4YICHOB OJHOW CEMbU. Y OJHMX MALMEHTOB [IBUTrATEJIbHbIC
OTPaHMYEHHUS OCTAIOTCSI YMEPEHHBIMU JIECATUICTUAMMU, Y APY-
ruXx c1adoCTh NOCTENEHHO PaclpOCTPAHSETCs Ha JONOTHUTEb-
HblE MbllIeuHble rpynnsl. Pacnipocrpanénnocts FSHD, no pas-
JIMYHBIM STMUIEMUAOTIOTHYECKUM OIIEHKaM, COCTABJISIET MpUOu-
sutenbHO 4—10 cmydaeB Ha 100 000 Hacenenus. 3a0oneBaHue
OTHOCHUTCSI K CPAaBHUTEJBHO PACHPOCTPAHEHHBIM (popMaM Ha-
CJIEJICTBEHHBIX MBIIIEYHBIX JTUCTPO(UI, TPUUEM OOJIBITHMHCTBO
JUArHOCTUPOBAHHBIX ci1y4aeB npuxoaurcs Ha FSHDI.

2. Kinanyeckass KapTHHA

[lepBbie NMposIBIEHUSA HEPENKO BO3HUKAT B MOAPOCTKOBOM
WIA MOJIOZIOM B3pOciioM Bo3zpacrte. IlanyenTty craHoBUTCA Tpya-
HO CBUCTETb, IUIOTHO 3aKPBIBATH I71a32, YIIOATHCS I YAEPKHU-
BaTh BBIPAXKEHUE JIULIA.

[Ipu ocMOTpe 9acTo OOHAPYKUBAIOTCS BBICTYIIAHUE JIOTIATOK
(«KpBUIOBUJHBIE JIONIATKW» ), OFPAaHUYEHHUE MOIBbEMA PYK BbIILE
YPOBHS IJIeY U CJa0OCTh MBIIIIL, CTAOMIM3UPYIOIIUX JIOATKH.
MBpliieyHOE NOpaXeHUE HEPEOKO MMEET aCMMMETPUYHBIA Xa-
pakTep.

[Ipu BOBJIEYEHMH MBILIL] JKUBOTA U CIIMHBI U3MEHSAETCA OCaH-
Ka, MOJKET YCUJIMBAThCS MOSICHUYHBIN J10pao3. CaabocTh pasru-
Oatenieil CTOMbI MPUBOIMT K 3aTPYAHEHUIO XOIHOBI M TIOBBIIIACT
BEPOATHOCTD CIIOTHIKAHMUS.



VY YacTu nanyeHToB HaOJTI0AAI0TC X pOHUYECKast O0JIb, ITOBbI-
IIIEHHAs] YTOMJISIEMOCTb 1 HapyineHusi cHa. [Ipu paHHeMm Hauae
3a00JIeBaHUSI BO3MOKHBI TAKKEe HAPYIIICHHUSI CJTyXa ¥ COCYIUCThIC
U3MEHEHHS CETYATKHU IJ1a3a.

JlnarHo3 TOATBEPKIACTCS CIEIMATN3UPOBAHHBIM MOJIEKY-
JIIPHO-TEHETUYECKUM UCCIIeIOBAaHUEM.

3. llesin Me TUITUHCKOM peaduIuTaANN

[Tpu FSHD peaGunuranus cocpeiotroueHa mpex/jie Bcero Ha
COXPAHEHUH TMOJIE3HBIX TBUKEHUI TUIEYEBOTO MOsICa U BO3MOXK-
HOCTH CaMOCTOSITEJIbHO BBITIOJIHATH JACUCTBUS PyKaMHU.

OcHOBHBIE 337ja4¥ BKJIIOYAIOT MOAJIEP:KAHUE JIOCTYITHOU aM-
TJTUTY/Ibl ABUKEHUH TIJICUEBBIX CYCTABOB, YTyUIlIEHUE KOHTPOJIS
TIOJIOKEHU S JIONATOK,, IPEAYIPEKACHUE KOMIIEHCATOPHBIX HAPY-
IIEHUI OCAaHKU U COXPAHEHUE YCTOMYMBOU MOXOAKHU.

OtnenbHOE HalpaBjieHUe — YMEHbIIIEHHE (PYHKIIMOHAIbHBIX
TIOCJIC/ICTBUN aCUMMETpUYHOI cnadoctu. CrieruaaucT OleHH-
BaeT He TOJBKO MBIIIEYHYI0 CHITY, HO M CIIOCOOHOCTDH IMaIlieH-
Ta MOJHUMATh TMPEIMETHI, OIEBAThCS, MOIb30BATHCS OBITOBbI-
MU TTPUHAJIEKHOCTSMU U BBIIOIHATH NPO(PECCHOHAIBHBIE AEH-
CTBUSI.

[1pu BOBJIEUEHMM MUMUUYECKON MYCKYJIaTyphl JOTIOJIHATEIBHO
OLICHUBAIOTCS IMOJIHOLICHHOCTh 3aKPBITUSA IJ1a3, apTUKYIALUS U
apyrue (pyHKIUY, BIMSIONIAE HA TOBCETHEBHYIO KU3Hb.



4. JleueOHass pu3KyJILTYpa

[Iporpamma JI®K dpopmupyercs nocie OLEHKU ITOIBUKHO-
CTH IUIEYEBBIX CYCTABOB, NOJIOKEHUS JIONATOK, CHJIBI MBIIIILT TY-
JIOBUIIIA ¥ yCTOMYMBOCTH MAlIUEHTA.

Jl1 BEPXHUX KOHEYHOCTEN NPUMEHSIOTCS AKTUBHBIE U aK-
TUBHO-aCCUCTUPOBAHHbIE [IBUKEHUS B JIOCTYITHON aMILIUTYZE.
VYrpaxHeHusa ¢ onopoy Npearieyui Ha CTOJ WM CKOJIB3SIIEn
MIOBEPXHOCTBIO MO3BOJISIOT YMEHBIIUTD BIMSIHUE CUJIBI TSKECTU
¥ 00JIerYuTh ABUKEHUE PYK.

3aHATUA MOTYT BKJIIOYATh YITPAKHEHU S HA KOHTPOJIb IIOJIOKeE-
HYSI JIOMATOK, CTAOMIIM3AIMIO TYJIOBHIIA M COXPAHEHUE TIOIBIIK-
HOCTH TPYIHOT'O OT/IeJ1a IO3BOHOYHMKA. [Tpr 3TOM BakHO He Ibl-
TaTbCSl MEXaHUYECKU YCTPAHUTh KPBIJIOBUIHOE MOJIOKEHUE JIO-
MaTK1 Ype3MEPHOI CUIIOBOU HArpy3KOM.

[pu cnabocTy HIKHUX KOHEYHOCTEN MCHONB3YIOTCS YIpaK-
HEHMsI Ha paBHOBECHE, NIEPEHOC Beca Tela M TPEeHUPOBKY Oe3-
ornacHoi xopObl. BenoTpenaxép u 3aHATUA B OacceliHe MOTYT
NPUMEHATHCA C YYETOM JIBUTATEIbHBIX BO3MOXKHOCTEN.

Jlo3upoBaHHasi a9poOHasE aKTUBHOCTb Y MHIUBHUIYAJIBHO TO-
J0OpaHHbIe YITPaXKHEHU S C COTPOTUBIICHUEM MOTYT OBITB IOJIE3-
HBl JJ1 (PU3AYECKON TMOArOTOBJIEHHOCTH. CrieNUaInCT OLEHU-
BAET HE TOJIbKO MEPEHOCUMOCTD 3aHSATHS, HO M COXPAHEHHE Ka-
4yecTBa JBWKEHHN NOcse Harpy3ku. COBPEMEHHBIE UCCIIEN0BA-
HUS TIOKa3bIBAIOT, YTO MHAMBUAYAJBHO MOAOOpPAHHBIE YMEpEH-



Hble CWJIOBBIE TpeHMpoBKH Ipu FSHD moryT xoporio nepeHo-
CHUTBCSI ¥ CIOCOOCTBOBATH MOJIEPKAHUIO MBIIIIEUHON (DYHKITHH.
Bwmecre ¢ TeM pe3ynbTarsl UCCIEJ0BAHUI HEOTHOPOAHBI, ITO3TO-
MY UHTEHCUBHOCTb yIPaKHEHUH U uX 3(p(HeKTUBHOCTh HEOOXO-
JUMO OLIEHUBATh C YYETOM CTETEHU MBIILIEYHOTO MOPaKEHUs U
pEaKLUU MalUeHTa.

5. Maccax u annapatHas (pu3uorepanus

ITpu FSHD maccax MOXeT UCIIONb30BaThCA 1J1S1 YMEHBIICHU S
COMYTCTBYIOLIETO MBIILIEYHOTO JUCKOMpOpPTa, 0COOEHHO B 00J1a-
CTU ILIEU, HAJIUIEYU ¥ CIIUHBI, I1e HEPEAKO (hOpMUpPYyeETCs KOM-
IIEHCATOPHOE NEPEHAITPSIKEHHE.

BoszaelicTBre 10IKHO yUUTHIBATh HEPABHOMEPHOCTD MBIIIIECY-
HOro nopaxenus. IlpennodyrurenbHsl angIue TEXHUKHU, Ha-
npaBJieHHbIE Ha 0OJIeryeHre O0JIE3HEHHOCTH U pacciiadieHne Te-
PErPYKEHHBIX Y4aCTKOB.

TENS moxeT paccMaTpuBaThCs MPHU OTIACIBHBIX OOJEBBIX
cunapomax. BosmoxxHocts ucnonb3oBanusst NMES olienuBaet-
Cs1 OCTOPOKHO, C YUETOM BBIPAXKEHHOCTU aTpopuu v (PyHKIIHO-
HAQJIBHOT'O COCTOSIHUSA CTUMYJIMPYEMBIX MBIIIILI.

TepaneBTUUYECKUI YJIbTPa3ByK, MH(PPAKPACHOE BO3JENCTBUE
Y MAarHATOTEpaIvs He OTHOCATCA K CIeU(PUIECKUM METOAAM
neuenus FSHD. [1pu conyTcTBYIOIIMX CUMIITOMAX UX IIPUMEHE-
HHE MOXET 00CYXKIaThCs WHAMBUIYAJIbHO, OHAKO YOEIUTENb-
HBIX JaHHBIX 00 3((EKTUBHOCTU ITUX MPOLEAYp HENocpea-



CTBEHHO IPH JIAHHOUN TUCTPOGUU HETOCTAaTOYHO.

[Tpu BeIOOpE (hrBHOTEPANIEBTUIECKUX MEPONIPUSATHIA IPHOPH-
TEeT OTAAETCS KOHKPETHOM (DYHKIIMOHATBHOM 3agade: oosnerde-
HUIO JIBUKEHUSI, YMEHBILIEHUIO 00/ JIMOO MOBBILEHUIO TEPEHO-
CHMOCTH OCHOBHBIX 3aHATHH.

6. OpTonequueckasi peadnJIuTANMS

OnHoit 13 Hanboee XapaKTePHBIX OPTOMEANIECKUX TPOOIeM
npu FSHD sBnsercs HenocraTouHasi cTaOMIIM3aIys JIONATKH,
OrpaHUYMBAIOIIAS JBUKEHUSI BEPXHEN KOHEUHOCTH.

JlJ1s1 OLleHKU BO3MOXHOM (PYHKIIMOHAJIBHOM MOJIb3bI CHElUa-
JIMCT MOXET MPOBECTH MPOOY ¢ PyYHOI (PUKCAIEH JIONAaTKY, Ha-
6011251, HACKOJIbKO YBEJIMUMBAETCS aMILTUTYAA MOABEMA PYKHU.

VY oTaenbHBIX NMAlMEHTOB PACCMATPUBAETCSA XUPYpPruyecKas
(pukcanus nonaTtku K rpyaHou Kietke. Takoe BMeIIaTeabCTBO
TpeOyeT Creruanu3upOBaHHON OIIEHKH, TIOCKOJIbKY TTOAXONT He
BCEM U MOXET COINPOBOXIATHCA OCIOKHEHMAMU. KinoueBbiM
KpUTepreM OTOOpa SIBJISIETCS COXpaHHAsl CUila JIeJIbTOBUIHOM
MBIILIIBL: TIPY €€ BhIPAKEHHOM cnabocTy (pUKCaIMs JIONATKU He
obecnieunBaeT (PyHKIIMOHAIBHOTO YITyUIICHHS.

[Mpu cnaboctu pasrudaresnell CTOIBI MPUMEHSIIOTCS] TOIEHO-
CTOITHBIE OPTE3bl, YMEHBIIAIIIME PUCK CMIOThIKaHUA. [Ipu Hapy-
IIEHUSIX OCAHKU MOAOUPAIOT CPeCTBa MOAJCPKKU U aJarTHpy-
10T padoYee MPOCTPAHCTBO.

B ommuue ot pacrpocTpaHEHHOIO MPEACTaBICHUS, OPTOIe-



anyeckas nomouls pu FSHD HanpagiieHa He TOJIBKO Ha mipey-
npekacHue nedopmanyid, HO U Ha yJydlleHue (PyHKLIMOHAIb-
HOT'O MCIIOJIb30BaHMS BEPXHUX KOHEYHOCTEN.

7. [IpIxaTejabHas1 U
KapanoJioruveckasi peadnjauranus

V GoNBIIMHCTBA MAIMEHTOB CepevHas MBIIIIIA He SBJISAETCS
OCHOBHBIM OOBEKTOM MOpPAXEHHUsI, TO3TOMY MHTEHCHBHOE Kap-
JMOJIOrnYecKoe HaOmoeHe 0e3 COOTBETCTBYIOIINX TTOKa3aHHMHA
0OBIYHO HE TpeOyeTcsl.

JlpIxaTebHask HEIOCTATOYHOCTh TaKKe pa3BUBAETCS HE Y BCEX
OOJIbHBIX, OJJHAKO €€ BEPOSATHOCTb BO3PACTAET IPU BbIPAKEH-
HOW TreHepaM30BaHHON CJ1A00CTH, HAPYIICHUSX OCAaHKH U 3Ha-
YUTETIPHOM CHYKEHHH MOOMIIBHOCTH.

[Tpu nosiBjeHUM OJBIILIKH, YTPEHHUX TFOJIOBHBIX OOJei, JHEB-
HOIl COHJIMBOCTU WJIM NPU3HAKOB HOYHOM T'MIIOBEHTWJISLIUU
HEOOXOIMMO MCCIIeIOBaTh AbIXaTeIbHYI0 (DYHKIMIO U OLIEHUTh
NOTPeOHOCTh B PECIMPATOPHOM MOAJCPIKKE.

[Ipu TSAKENOM TEUeHUH MOXET MOTPeOOBaThCsl HEWHBA3UB-
Hasi BeHTWIISALUA JIETKUX. PU3NYECKYI0 AKTUBHOCTb B IOJ0OHBIX
CIIyYasix IUIAHUPYIOT COBMECTHO € NMPOMUIbHBIMU CHENATNCTa-
mu. [Ipu cHnkeHnn 3(p(PeKTUBHOCTH KAl MOTYT ITPUMEHSATh-
Cs1 METO/Ibl ACCUCTUPOBAHHOI'O KallUISl U JIbIXaTeIbHOM (PU3HOTE-
panuy, Kak ¥ Ipy JIpyrUux HEPBHO-MBIIIEYHBIX 3a001€BaHUsIX.



8. IIpoTuBONOKA3aHUSA U OTPAHUYEHH S

OCHOBHYI0 OCTOPOXHOCTb MpPU PeaObMIIMTAIIMK MAlMEHTOB C
FSHD nHeo6xonumo cobmonath Mpy yIpakHEHUsIX, TPEOYOIIX
JUTUTENTLHOTO YIEPXKaHUSI PYK B MIOAHSITOM TIOJIOKEHUH WU 3Ha-
YUTEJILHOTO COIPOTUBIIEHUSI CO CTOPOHBI MBIIII] I1JIEY4€BOTO T0-
sca.

He pexkomeHAyl0TCSl 3aHSTHS, BBI3BIBAOIINE BHIPAKEHHYIO
60J1b, IPONOKUTETFHOE MBIIIIEYHOE YTOMJIEHHE MO0 yXYyIIIlie-
HME paHee JIOCTYIHbIX JIBHKEHUH.

[Tpu 3HaUMTENTHHOW HECTAOMIBHOCTHU JIOMIATOK ClielyeT u3be-
rarb HEKOHTPOJIMPYEMBIX CHJIOBBIX YHPaKHEHHH HaJl TOJOBOM.
[1pu cnadoctu pasrudaresnieid CTOMNbI OBBIIAETCS PUCK TaJeHUI
BO BpeMsl X0AbObl IO HEPOBHOW MOBEPXHOCTH.

[Ipu HENOMHOM 3aKpBITUH T71a3 TpedyeTcs: OTaIbMOJIOrye-
CKasl OIeHKa TSl MPO(UIAKTHKY MOBPEkKICHHUsT poroBuiibl. Ha-
JIMYKe JIbIXaTeNIbHBIX HAPYIICHUI TaKKe yYUTHIBAeTCS MpU Ha-
3HaYeHUM (PU3UUECKUX HArpy30K.

9. PekoMeH/JallMy MAIMEHTY U POJACTBEHHUKAM

[lanieHTaM peKOMEHIyeTCs OpPraHMU30BaTh ITOBCEIHEBHYIO
AeATeTbHOCTD TaK, YTOOBI IO BO3ZMOKHOCTH YMEHBIIIUTH HEOOXO-
JUMOCTb JUIATENILHOTO YAEPKaHUS PYK BbILLE YPOBHS ILIEY.



Pa3merieHrie 4acto UCIob3yeMbIX MpPEJAMETOB Ha yIOOHOW
BBICOTE, PUMEHEHHUE OTIOP TSI TPEATUICUHA U alanTarus pado-
9Yero MecTa MOryT 3HAYUTEJIbHO OOJIErYnTh OBITOBBIC CVICTBUS.

[Tpu BBIpakeHHOU CIAOOCTH MUMHYECKHMX MBI U HEToJ-
HOM CMBIKAaHUM BEK HEOOXOOUMO BBITIOJIHATH PEKOMEHAAIUN
o(ranpmorIora o 3anyre MOBEPXHOCTH I1a3a.

PoncTBeHHMKaM cJlelyeT yYUThIBaTh, UTO BHEIITHE HEOObIIAst
MBIITIEYHasl CIabOCTh MOXKET CYIIECTBEHHO 3aTPYAHSThH BBHITION-
HEHME OTIEJbHBIX JAercTBHM. [ToMoIIb To/KHA OBITH HampaBJie-
HAa Ha COXPAaHEHHE CaMOCTOSITEJIbHOCTH MAlMEHTa, a HE HA MOJI-
HOE 3aMellleHHe ero aKTUBHOCTH.

[lepronuueckas oleHKa (pyHKIIMOHATBHOIO COCTOSIHUS 103~
BOJISIET CBOEBPEMEHHO W3MEHATH [IOMAIHAE YIPAKHEHUS W
NoIOMpaTh BCIIOMOTATEIbHbIE TIPUCTIOCOOICHHMSI.

10. 3akaouenune

[IneyenonaTtoyHo-imueBass MeluieyHass auctpopus Jlanmy-
3u-JlexepuHa OTIMYaeTcsi CBOe00pa3HbIM paclpe/ieieHUEM Mbl-
IIEYHOTO MOPaKEHU s, ACUMMETPUYHOCTBI0 CUMIITOMOB M 3HAYM-
TEJILHBIMU Pa3IM4MsAMM B TEMIIAX ITPOrPECCUPOBAHUS.

KimoueBoil 0COOEHHOCTBIO peadUIUTAIIUK CTAHOBUTCS Pado-
Ta ¢ (PyHKIMEHN IUIEYEBOIO I0SICA: COXPAHEHUE BO3MOXKHOCTU
HOJIb30BAThCSl PyKaMU, KOMITEHCAIMsI HECTAOMIbHOCTH JIOTIATOK
Y IIPEAYNPEKACHUE BTOPUYHBIX HAPYLIEHU OCAHKH.

['paMOTHO OpraHM30BaHHAsi MOMOLb MO3BOJISAET COCPENOTO-



YUTHCS HA TEX BUTATENLHBIX (DYHKIUAX, KOTOPbIE UMEIOT Hau-
Oonbliiee 3HaAYEHUE 15 TOBCETHEBHON CAMOCTOSTEIbHOCTH KOH-
KPETHOr0 MallMeHTa.
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I'naBa 5. MuoToHn4eckas
nuctpogusa Ilreiinepra

Yacmeo 1. Hacnreocmeenivie mvluieurivle 3a001e6aHUS
Muortonnueckasi aucrpodusi Ilreitnepra (Myotonic
Dystrophy Type 1 (DM1) )

1. O6masn xapakTepucTHKA 32a00JIeBaHUST

Muotonuydeckas nuctpocus IlITeitHepra — HacieaCTBEH-
HOE MYJIBTUCUCTEMHOE 3a00JieBaHMe, COYeTalolIee Mporpeccu-
PYIOIIYIO MBIIIEYHYIO CJ1a00CTh C MUOTOHUEN — MATOJIOTHUECKH
3aMeJIJIEHHbIM pacciabeHueM MBI TTOC/e COKPAIeHUS.

[TpuunHoii 3a001eBaHMsl SIBJISIETCSl YBEJIMUEHUE KOJIMUYECTBA
TpuHyKJIeoTHIHBIX TOBTOPOB CTG B rene DMPK, pacnionosxen-
HOM Ha 19-i1 xpomocome. HacnenoBanue ayTocOMHO-JOMUHAHT-
Hoe. B nocreayomuyx nokojaeHusx BO3MOXKXHO Oojiee paHHee I10-
SIBJICHUE U YCUJIEHNE CUMITTOMOB, UTO CBSI3aHO C (PEHOMEHOM Ie-
HETUYECKOW aHTULIUIIALH.

Briaensior BpokAEHHYI0, JETCKYI0, KJIACCUYECKYIO B3POCIYIO
u JErkyio (opmbl 3a0oneBaHus. TsSKecTh MPOSBICHUN Cyle-
CTBEHHO pa3jinyaercsl.

B oTmyme OT MHOTMX APYTrHX MBIIIEYHBIX AUCTpoduil, 60-
ne3Hb LITeriHepTa nmopaxaeT He TOJIBKO CKEJIETHYI0 MYCKYJIaTy-



Py, HO TaKke CepIie, IbIXaTeIbHYI0, SHAOKPUHHYIO U IIEHTPaJTb-
HYIO HEpBHYIO cucteMbl. [loatoMy peabuuranus TpeOyeT ydé-
Ta CUCTEMHBIX TTPOsIBJICHUI 3a00s1eBanusl. PacpocTpaHEHHOCTh
MUOTOHMYecKoru auctpodun 1-ro tuma (DM1) 3HauMTeILHO
paznuuaercss Mexay permoHamu. I[lo onenke GeneReviews,
CPeTHEMHMPOBOI TOKa3aTe/ib COCTABJISIET MPUOTM3HUTENBHO |
ciyyaid Ha 20 000 4YesoBeK; B OTAEIbHBIX MOIMYJIAIMAX 3a0071e-
BaHMe BCTpeyaeTcs yare.

2. KiimHnyveckasi KapTHHA

XapakTepHblii CUMITOM — 3aTpyAHEHUE pacciallieHust Ku-
CTH MOCJIe CJIBHOTO ckaTusl. [laleHT He MOKeT cpa3y pa3kaTb
HaJiblibl TOCJE PYKOIOXATUsl WM yaepxkaHus npeamera. [Ipu
NOBTOPEHUH JIBM)KEHU S MUOTOHU I MHOT/IAa YMEHbIIAeTCsl — BO3-
HUKaeT (peHOMEH «pa3orpeBaHUSI» .

MpimievHast c1aboCcTh YaCTO HAYMHAETCS C TUCTATIBHBIX OT/Ie-
JIOB KOHEYHOCTel, OCOOEHHO crudaresiell maiblieB U pasrudare-
neit cror. IlocreneHHo pa3BuBaeTcs aTpodusl MBI ITPEATLIe-
YU, KUCTEU U T'OJIEHEN.

TunmaHb! c1a60CTH JMIIEBON MYCKYJIaTyPbl, ITO3, I3MEHEHHUE
MUMMKHU W HapyuleHusl apTUKY/IsSuuU. Bo3MokHO BOBIieueHMe
)KEBATEJIbHBIX U IJIOTATEIbHBIX MBbILIILI.

BHeckeneTHble TPOSIBICHUS BKJIIOYAIOT HApYIEHUs ceped-
HOM MMPOBOJVMOCTH, APUTMHHU, KaTapPaKTy, UHCYJIMHOPE3UCTEHT-
HOCTb, KEJIyIOYHO-KHUIIEYHbIE PACCTPOMCTBA U BBIPAKEHHYIO



JTHEBHYIO COHJIUBOCTb.

[pu BpoxkaEHHON (hopmMe HAOMOAAIOTCS TeHepaTn30BaHHAS
TUIOTOHUS, AbIXaTeJbHblE HAPYIICHUS U 3aJepKKa MOTOPHO-
ro pasButus. [IMarHo3 MOATBEPXKIAETCS MOJIEKYJISIPHO-TeHe-
TUYECKUM HuccienoBanreM 3kcnancud CTG-noBTOpoB B reHe
DMPK.

3. llesin Me TUITUHCKOM peaduIuTaANN

OCHOBHOM 3aa4ell CTAHOBUTCS COXPAHEHUE IMPAKTHUYECKOU
(yHKIIMYM KUCTEN U CIOCOOHOCTH MAlMEHTA BBIIOIHATh TOUYHBIE
MIOBCEIHEBHBIE JBMKEHHS ITPU COUETAaHUU MBIIIEYHOM CIab0CTH
Y MUOTOHHH.

[lpu dopMupoBaHMM MPOrpaMMbl CIIEIIAATUCT BBIIEISET
HECKOJIBKO HaIlpaBJICHUI: yJIy4llleHhe KOHTpPOJIS 3aXBaTa U OT-
MYCKaHMsI TPEIMETOB, MOAJEP/KAHUE CUITbI MBI KOHEYHOCTEN,
npenynpexaeHne naJjeHnid BCIeICTBIE Ca00CTh pasrudaTeneit
CTOIBI ¥ COXPAaHEHHE CIIOCOOHOCTU K caMOOOCITYKUBAHUIO.

OtzesibHBIMU LIEJISIMU SIBJISIIOTCS TIOBBILLIEHUE TIEPEHOCHMO-
CTH JIBUTATEJIbHOW aKTHMBHOCTH, MPEAYIPERKICHUE PECITUPATOP-
HBIX OCJIOKHEHWH W CBOEBPEMEHHOE BBISIBJICHHE 3aTPyIHEHUI
NIPY [JIOTaHWH.

PeaOunutanioHHble 3a/1aud JOJKHBI YUUTHIBAaTh JHEBHYIO
COHJIMBOCTh, KOTHUTHBHBIE OCOOEHHOCTH M COCTOSTHHE Cepla,
TIOCKOJIBKY 3TH (PaKTOpBI CHOCOOHBI CYIIECTBEHHO BIMATH Ha
6€e30IMacHOCTb M Pe3y/bTaT 3aHATHH.



4. JleueOHass pu3KyJILTYpa

JIOK npu 6one3nn IllreitHepra umeer ocoOylo HampaBlieH-
HOCTB: IOMUMO TIOJ|JIepKaHUsI MBIIIEYHON (DYHKITMH HEOOXOIH-
MO pa3BUBaTh CIOCOOHOCTh KOHTPOJIMPOBATH HAYaJO U 3aBep-
IIEHUE ABUKEHUA.

JlJ1s1 KUCTe NPUMEHSIOTCS YIIPaKHEHUS C MATKMMHU ITpegMe-
TaMM pa3IM4HOU (POPMBI, MOCIEIOBATENBHOE CKATHE U pa3xka-
THE NaJIbLIEB, EepeKIabBaHie HEOObIINX PEAMETOB U TPEHU-
pOBKa KOOpPIMHAIMY 3axBaTa. BaxxHO M36erarb MpogosiKUTEb-
HOI'0O MAaKCHMAJIbHOTO CKaTWsl, KOTOPOE€ MOXET YCHUJIMBATH 3a-
TPYIHEHHMS TP pacciabiIeHnu.

[ToBTOpHBIE NBVKEHHS] HEOONBINION WHTEHCUBHOCTH MHOTA
00JIeryaloT NposiBJIeHU s MUOTOHUM O1arofapsi peHOMEHY «paso-
rpeBanusi». [Ipm 3TOM HEOOXOAMMO OTIMYATh TAKOE KPATKO-
BpEMEHHOE YITyullieHre pacciadiaeHuss OT OOBIYHON MBIIIIEYHON
YCTAJIOCTH.

J1l HUKHMX KOHEYHOCTEH MCTIOJIB3YIOTCS YIPaXKHEHUS Ha
HOIBEM TEPEIHETO OT/ENA CTOIBI, YCTOMUMBOCTD TP MIOBOPO-
Tax W IpeojioieHre HeOompuX npenstcTBuil. [Ipu mocrarou-
HOW (DyHKIIMOHAJIBHOM COXPAHHOCTY BO3MOXHBI 103MPOBaHHASA
X002 M 3aHATHUS Ha BEJIOTPEHAKEPE.

CTpyKTypHpOBaHHbIE 29POOHBIE U CUJIOBBIE TPEHUPOBKHU YMe-
PEHHOM HMHTEHCMBHOCTH MOTYT CIIOCOOCTBOBATH YIyYIIIEHHIO
MBIIIEYHOH (DYHKIIMH, BBIHOCJIMBOCTH TIPH XOObOE M OT/IENb-



HBIX ITOKa3aTesen KadecTBa Ku3HU nauueHToB ¢ DM1. Bmecre
C TeM UMEIOIUECs UCCIeOBAHUS MOKA OTPaHUYEHBI MO0 00b-
€My, MO3TOMY IIPOrpaMMy HEOOXOAMMO MOAOUPATh WHIUBUJTY-
aJIbHO, TPEABAPUTENIBHO OIIEHUBAsi COCTOSIHUE CEPIAEYHO-COCY-
JMCTOW CUCTEMBI, BBIPAKEHHOCTh YTOMJISIEMOCTU U PEAKIIUIO Ma-
LIMEHTA Ha (PUBMYECKYIO HATPY3KY.

5. Maccax u annapatHas (pu3uorepanus

Maccax paccMaTprBaeTcs IPeUMYIIECTBEHHO KakK JIONOHU-
TeJIbHAsl MepPa MPU COIMYTCTBYIOIIUX OONEBBIX OIIYIIEHUSIX 1 Mbl-
meqHoM juckomdopre. Ero mpoBenenue tpeOyeT MOHMMAaHUS
Pa3IMUMiA MEXAy MUOTOHHYECKMM COKPAICHUEM, MBIIIEUYHON
C1a00CTBIO ¥ OOBIYHBIM HAIPSIKEHUEM MBIIIIII.

[Tpu Hamuum OONE3HEHHOCTH IOMYCTUMBI MSTKHE MacCax-
Hble TeXHUKU. VIHTEHCHBHOE MEeXaHUYeCcKoe pa3/ipakeHue u 00-
JIe3HeHHbIe TMPUEMBI HEllelecOOOpa3Hbl, OCOOEHHO €CIM OHU
IPOBOLUPYIOT JJIUTEIbHOE COKPAIEHUE MBbIIIII.

TENS MoXeT HCHoib30BaThCsl Il CUMIITOMATUYECKOrO
00e300/IMBaHKS TIPU CAMOCTOSITENIbHBIX TIOKa3aHUsIX. Bo3Moxk-
HocTh nipuMeHeHrnss NMES HeoOXoquMo OlieHMBaTh WHVBH-
AyanbHO: €€ WCMONMb30BaHUE IJIsI KOPPEKIIMM MHUOTOHUHU WU
YKpeIUIeHUs] MOPAXEHHBIX MBIIII] HE UMeeT J0CTATOYHOrO MOJ-
TBepkIeHUs 3(PPEeKTUBHOCTU HenocpeacTBeHHO pu DM1.

TepaneBTUUYECKUM YyIbTPA3BYK, MH(paKpacHas Tepanus M
MarHuTOTEpanusl Tak:ke He OTHOCATCS K METofiaM crerudguye-



CKOI'0 BO3JEWCTBUS Ha MUOTOHMYECKUN MexaHu3M. VX Ha3Ha-
YeHHe MPH COIMyTCTBYIOMIEH 60 TpeOyeT OLIEHKH 0XUAaeMOM
TOJIb3bI, TTPOTUBOIOKA3aHUM M OrPAHUIEHHOCTUA KJIMHUYECKUX
JAHHBIX.

Ocoby10 OCTOPOKHOCTD CIIEyeT COOMIONATh MPH amMapaTHbIX
IpoIieAypax y MarueHTOB ¢ KApAUOCTUMYJISITOPAMHY, IMITJIAHTH-
pPOBaHHBIMU e (hUOPHILIATOPAMU M BBIPaXKEHHBIMU HAPYIIICHU sI-
MU CEpAEYHOrO PUTMA.

6. OpTonequueckasi peadmJIHTAAS

Haubonee xapakTepHOW OpPTOMEANYECKON MPoOIeMon sIBIs-
ercst c1abocTh pasrudaresield CTOMbI, U3-3a KOTOPO MaleHT He
MOJKET TOJTHOIIEHHO MOIHUMATh €€ TePeIHION0 YacThb P XOIbOe.

B Takux ciydasx MHIMBUAYATHHO NOAOMPAIOTCS TOJIEHOCTOI-
HBIE OpTE3bl, CHOCOOCTBYIOIHE Oojiee OGE30MacHOMY MEPEHOCY
HOTHY U CHM)KEHUIO PUCKA CTIOTHIKAHUS.

[1pu cnabocTu KUCTEl MOTYT IPUMEHSTHCS TIPUCIIOCOOICHU ST
C YTONIIEHHBIMHA PYKOSATKaMH, OOJIerY€HHbIE OBITOBBIE MHCTPY-
MEHTHI ¥ aJIAITUBHBIE CPEeCTBA IS MUChbMa, MPUEMA MUIIU U
JINYHOU TUTUEHBI.

[MonGop TeXHUYECKUX CPEICTB AOJDKEH YUUTHIBATH XapaKTep-
HYI0 0COOEHHOCTb OOJIE3HH: MAIMEHT MOKET CPAaBHUTEIIHHO JIeT-
KO 3aXBaTUTh MPEIAMET, HO UCIIBITHIBAT 3aTPYAHEHUS TIPH €ro
OBICTPOM OTITYCKAHHH.

[Ipu 3HAYUTETHHOM CHMKEHHMHM MOOWMJIBHOCTH paccMaTrpuBa-



I0TCS BCTIOMOT'aTeJIbHbIE CPEJICTBA MEePEABMKEHUS M U3MEHEHU S
JOMAIITHEN CPEJIbI.

7. AbIXaTeJbHas 1
KapauoJjorudyeckasi peadnjanTanus

Hapymienus cepaeyHoil mpoBOAUMOCTH MPEACTABIIAIOT OIHY
U3 HanOoJiee CephE3HBIX OnacHocTel mpu Oone3nu Ll TeiiHepra u
MOT'YT BO3HHMKATh JAaXe IIPU YMEPEHHO BbIPAKEHHOMN MBIIIEYHOM
crnabocTH.

[MarienTaM HEOOXOAMMO PETYIISIPHOE KApIUOIOTMIeCKOe Ha-
omonenue, Bkimoyast IKI He peske ogHoro pasza B rox. [1o moka-
3aHMAM HA3HAYAIOT XOJITEPOBCKOE MOHUTOPUPOBAHUE, IXOKap-
auorpaduio ¥ JOMOTHUTENbHbIE UcciieqoBaHus. [1py 3HaunMbIx
HAPYIIEHUSIX TPOBOAMMOCTH MOKET TOTPeOOBATHCS MMITIAHTA-
sl KapAMOCTUMYJISATOpA.

JlpIXxaTesibHple pacCTPOMCTBA MOTYT ObITh CBSI3aHBI CO CJla-
OOCTBIO JIBIXaTEJILHON MYCKYJIaTyphl, HAPYIIEHUSAMU PETYJISLUN
JbIXaHUS BO CHE U CHUKEHUEM 3(P(EKTUBHOCTH KalllIsl.

[Tpu nogo3peHrn Ha rMIOBEHTHIISILIMIO IPOBOISAT UCCIIeI0Ba-
HMe JpIXaTes1bHON (pyHKIMY U cHa. 1o moka3aHusAM NpUMEHSIoT-
Cs1 HEMHBAa3UBHASI BEHTWIALMSA JIETKUX U METO/Ibl IIOMOIIU TPH
HEJIOCTaTOYHO 3(P(PEKTUBHOM Kallle.

[Tpu HapyieHusx riaoTaHusl TpeOyeTcsl OlleHKa pUcKa aclu-
palyy M yyacTHe ClielaIucTa 1o MNIOTaHUIO.



8. IIpoTuBONOKA3aHUSA U OTPAHUYEHH S

[Tpu rtaHupoBaHUM peaduaUTali HEOOXOOUMO YUUTHIBAT
PUCK apUTMUH, ObIXaTeJIbHON HEIOCTATOYHOCTH, aCHHMPALUK W
BbIPAKEHHOM THEBHON COHJIMBOCTHU.

Jlo KapAnonIoruyecko OLIEHKH He clie/lyeT Ha3HaYaTh UHTEeH-
CHUBHBIE (PMBMUECKHE HArPY3KU MALMEHTaM C MOJO3pEHHEM Ha
HAPYIIEHUsI TIPOBOAVMOCTH WJIM KIMHUYECKH 3HAYMMBbIE apHT-
MUM.

Oco0y10 OCTOPOKHOCTh TPEOYIOT YIPaXKHEHUsI C POAOJIKH-
TeJIbHBIM MaKCUMAaJIbHBIM 3aXBaTOM IPEAMETOB U 3aHSTHS, BbI-
3BIBAIOIIME BHIPAKEHHOE YCHJIEHNE MIUOTOHIH, OOJM UJTH C1a0o0-
CTH.

IIpu HapylIeHUSIX IJIOTaHUS HEeKeJlaTeIbHO ITPOBOAUTD 3aHs-
THS Cpasy Mocie OOUIBHOTO MpUEMA TUIIU, OCOOEHHO B TIOJIO-
JKEHUH JIEXKA.

BaskHBIM MEMITMHCKUM OTPaHIUYEHUEM SIBJISIETCS TIOBBIIIICH-
HbIII PUCK OCJIOKHEHUH IpU aHecTe3uu U cepaumu. Ilepen smo-
ObIMHU BMEIIATETIbCTBAMU C TPUMEHEHUEM aHECTETUKOB HEOOXO-
JUMO YBEJOMJIATh aHecTe3uosora o Hammuu DM1.

9. PekomMeHJaiuy ManueHTy H POACTBEHHUKAM

HOBCCILHGBHI)IC I[eIU/ICTBI/IH PEKOMCHAYCTCA OPraHU30BbIBATL C



YUETOM BO3MOKHOU 3a/iepKKu paccnadnenus mbiil. [larmen-
Ty HEOOXOAAMMO TMPEJOCTABIIATh IOCTATOYHO BpeMeHH /sl Oe3-
OTACHOTO OTITYCKaHUS MPEIMETOB, U3MEHEHU I TIOJIOKEHUS Tejla
Y Havasa XoabObl.

[Tpu paboTe ¢ UHCTpyMEHTaMU U OBITOBBIMU TTPUOOPAMU BaX-
HO YYHTBHIBATh BO3MOKHOCTh HEOKHMJIAHHOTO 3aTPYyJHEHUS pa3-
KaTusi KUCTH. [IpeArnoyTuTenbHbl MPEIMEThl, He TpeOylolime
JUTMTEJIbHOTO CUJIBHOTO 3aXBarta.

PoncrBeHHrKaMm crenyet oOpaiiaTh BHUMAaHUE Ha MOSIBIICHNE
0OMOPOKOB, cep/ilieOMeH s, BHIPaKeHHOM JTHEBHON COHJIMBOCTH,
TIOTIEPXUBAHMS TIPH €JIe U TIPU3HAKOB HOYHBIX JIbIXAaTEJIbHBIX Ha-
PYIIEHUIA.

[Manmentam pekoMeH1yeTcst COOJI0IaTh COTJIACOBAHHBIN I'pa-
(uk kapauonormueckux 0OCIEOBaHUIA U KOHTPOJIMPOBATH CO-
MY TCTBYIOIIME SHJOKPUHHbIE HAPYIIICHHUS.

[Tpu BpOXKIEHHBIX U JETCKUX (popmax OOJbIIOE 3HAUEHME
NPUOOPETAIOT PaHHsIS JABUTATEIIbHAS TTOMOIITb, JIOTONEANIECKIE
3aHATUS U TOJIEPXKKA OOyUCHUS.

10. 3akaouenue

Muotonudeckass auctpocdus Ilrtelinepra TpedyeT ocodoro
TIOJIXO/1a, TIOCKOJIbKY JIBUTATeJIbHBIE HAPYIIEHWUS COYETAIOTCS C
NOTEHIIUAIBHO CEPhE3HBIMU CUCTEMHBIMU OCJIOKHEHUSIMHU.

E€ nmpuHIMNMaIbHOE OTIMYME OT IPYTHX HACJEICTBEHHBIX
MBIIIIEYHBIX 3200JIeBaHUH 3aKTI0YACTCS B COYETAHUU ITPOTPECCH-



pyoIIei cadoCcTy ¢ HapyIIeHueM pacciabiIeHus MBI,

B pabote peabwiutonora BaKHO He TOJNBKO TOAJECPKUBATH
JIBUTATEJIbHYI0 aKTUBHOCTh, HO M 00y4YaTh MalMeHTa 0e30MacHoO-
MY UCTIOJIb30BAHUIO KUCTEH, KOHTPOIUPOBATh YCTOMUMBOCTD ITPU
XOIbOe M YUUTHIBATh OTPaHUYEHUSI, OOYCIIOBJICHHBIE CEpPIICUHbI-
MU W JbIXaTeIbHBIMUA HAPYIIICHUSIMH.
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I'maBa 6. MblieyHas
auctpodpus Imepu-/Ipencyca

Yacmo 1. Hacneocmeentvle mblieurvle 3a001€6aHUS
Mbununeunas aucrpocgusa Dvepu-/Ipeidyca( Emery-
Dreifuss Muscular Dystrophy (EDMD) )

1. O6masn xapakTepucTHKA 32a00JIeBaHUST

Mbiiieynass gucrpodust Dmepu-Ipeiipyca — penkoe Ha-
CJIECTBEHHOE HEPBHO-MBIIIIEUYHOE 3a00JIeBaHue, A1 KOTOPO-
IO XapaKTepHO COYETAaHWE PAaHHUX CYCTABHBIX KOHTPAKTYyp, MO-
CTENEeHHO Pa3BUBAIOLIEWICS MBIIIEYHON C1a00CTU U MOpaKeHUsI
cepaua.

Haubomee n3BectHble reHeTHIecKre (pOpMBI CBSI3aHbI C U3Me-
HeHussMu reHoB EMD u LMNA, koaupyionumx 0eyky, y4acTBy-
IOLLME B NIOAJIEPAKAHUU CTPYKTYPBbI U (PYHKLIMIA KJIIETOYHOTO SApa.
Bcerpevaroress X-crieryieHHbIe, ayTOCOMHO-JIOMMHAHTHBIE U 00-
Jiee peiIkue ayTOCOMHO-PELIECCUBHBIE BAPUAHTBI HACTIEJOBAHUS.
ITo ouenkam GeneReviews, COBOKyIHasA paclpOCTPaHEHHOCThb
MbllTIeyHOU AucTpodun dmepu-/peiidyca coctaBiser nmpuodIm-
3utesibHO 1,3-2 ciiyvas Ha 100 000 Hacenenusi. X-cuernyieHHast
(popma Bcrpevaercs pexe — okouio 0,13-0,2 cinyvas va 100 000
YeJIOBEK.



Knunuyeckue mnposiBieHWSI MOTYT HAuMHAThCS B JIETCTBE,
MPUYEM OrpPAHAYEHUE TOABMKHOCTH CYCTaBOB MHOIZIA CTaHO-
BUTCSI 3AMETHBIM PaHbIIE CHUKEHUSI MBIIIEYHOUN CUJIbL. TSKeCTh
JIBUTATEJIbHBIX U KAPAUOJIOTUYECKUX HAPYIIEHUM CYIIECTBEHHO
pasnuyaercs Aake Cpelyd POACTBEHHUKOB C OJIMHAKOBBIM I'eHe-
TUYECKMM BAPUAHTOM.

Oco6ennocts EDMD 3akiiodaercst B TOM, YTO OTHOCUTEJIBHO
yMEpeHHasi MblIlIeYyHasi CUMITOMATUKA HE MCKJIIOYAET OMacHbIX
CEPIEYHBIX OCJIOKHEHUM.

2. KiimHn4veckasi KapTuHa

Haubomnee XapakTepHbl KOHTPAKTYpHI JIOKTEBBIX CYCTaBOB,
YKOPOUYEHHE aXWJUIOBBIX CYXOXKWJIMIA ¥ OrpaHUYEHHE CrUOaHMs
mier. [lanmeHTy CTaHOBUTCS TPYAHO MOJHOCTBIO PAa30THYTh Py-
KU, TTOCTaBUTD MATKYU Ha MOJI UM HAKJIOHUTh TOJIOBY BIIEPE.

MpimieyHasi c1aboCTh MEPBOHAYATBHO HEPEKO 3aTparrBaeT
IUIEYEBbIE OT/AENbl BEPXHUX KOHEYHOCTEW M MBIIILIbI TOJEHEH.
Takoe pacnpezeneHre Ha3blBAIT IUleYernepoHeaybHbIM. [1o31-
Hee BO3MOKHO BOBJICYEHUE MBI MJIEYEBOTO U Ta30BOTO MOsI-
COB.

[Tpu nporpeccrupoBaHUM MOSBJISIOTCS HAPYILLEHUS MOXOJKH,
3aTPyJHEHUS NIPU MOIBbEME 110 JIECTHUILIE, OTPaHUYEHUE JIBUKE-
HUI MIO3BOHOYHUKA U U3MEHEHUSI OCaHKHU.

CepneuHsble MPOsIBIEHUS BKIIOYAIOT HApyUIeH! s IPOBOIUMO-
CTH, TpeJcepaHble U KEeIyI0YKOBbIE apUTMUH, KapaIUOMHOMA-



THIO. BO3MOXHBI TOJIOBOKPYKEHHSI, 0OOMOPOKU U CHIKEHHUE Tie-
PEHOCUMOCTH HArPY3KU. Y HEKOTOPBIX MALUEHTOB TAXKEIbIE Ha-
PYILICHUSI PUTMA BO3HUKAIOT Oe3 MpeANIecTBYIONIUX BbhIPaKEH-
HBIX Kas00.

JlMarHoCcTUKa OCHOBBIBAETCSI HA XapaKTEPHOU KJIMHUYECKON
KapTUHE, KapAWOJOTMYeCKOM OOC/IEIOBAHUU W MOJIEKYJISP-
HO-TEHETUUYECKOM TECTUPOBAHUMU.

3. llesmn Me TUITHHCKOM peadnIHTANH

B ormmuune ot 3aboneBaHMiA, MPU KOTOPBIX BEOyIIEH Mpo-
0J1eMOli CTAaHOBUTCS HApPACTAIOIIasi MbIIIeYHast cIadoCTh, MpU
EDMD nepBocTeneHHoe 3HaueHUe UMEET PaHHEE BbISABJICHUE U
OrpaHuYeHHe TOCIEACTBUN KOHTPAKTYP.

OCHOBHBIMH 3a7a4aMU SIBJISTIOTCS:

nojifiepKaHre pasruOaHusl JIOKTEBBIX CYCTAaBOB U (PYHKITHO-
HaJIbHOY TOIBUKHOCTH TOJIEHOCTOIHBIX CYCTABOB;

coxpaHeHHe 0e30IacHOro 0ObEMa JIBUKEHUN IIIEHHOTO OTJIe-
Jia TIO3BOHOYHMKA;

NpeayIpexAeHre HapyILIEHUI TOXOIKH, CBSI3aHHBIX C YKOPO-
YEHUEM aXUJUIOBBIX CYXOXKWIIUMI;

Nofi/IepXkKaHue JOCTYIMHON MBIIIIEUHOW aKTUBHOCTU O3 upe3-
MEpHOM Harpy3Ku;

COXpaHEHHe CaMOCTOSITEJIbHOCTH TPH OfIEBAaHWU, XOObOe U
BBITTOJIHEHNY OBITOBBIX JIEVCTBUM.

OtaenpHOM 3a/1a9€el ABJISIETCS OpraHu3aIis peadrIUTAIIN C



YUETOM KapauoIoruyeckoro pucka. [inan qBuraTebHON akTUB-
HOCTH (popMHPpYETCs NOC/IE OLUEHKHU CEPACYHON (DYHKIIMU U Ha-
JIMYUSI HApPYIIIEHUd pyuTMa.

4. JleueoHnas pu3KyIbTYypa

JI®K npu 6one3nu dmepu-/petidpyca HaUMHAETCS C OIEHKU
CYCTaBHOM MNOABUKHOCTU. CHENUATUCT OIpeesisieT BblpaKeH-
HOCTbh KOHTPAKTYP, COCTOSTHUE aXWIJIOBBIX CYXOKWIUN U XapakK-
Tep OrpaHUYEHUs] IBUKEHUN I1IEH.

OCHOBHOE MeCTO 3aHMMAIOT Pery/IsSipHBIE MAAIINE YITPaKHe-
HUS HA TIO/IJIepKaHNe aMIUTUTY/IbI ABUKEHWIA. [J1s1 JIOKTEBBIX CY-
CTaBOB UCIIOJIb3YIOTCS TJIABHOE pa3ruOaHue B AOMYCTHMBIX TTpe-
Jefax U ynpaxHeHusl, HallpaBJieHHbIe Ha cOXpaHeHue (PyHKIIM-
OHAJILHOTO TOJIOKEeHUSI PYK.

[Mpy yKOpOYEHUM aXWJUIOBBIX CYXOXWIAN TPUMEHSIOTCS
OCTOPOXHbIE PACTSKEHUS] MKPOHOKHBIX MBI, JIBUKEHHUSI CTO-
bl B HAITPABJIEHUM THUIBHOTO CTMOAHUS U YIPaXXHEHUs C KOH-
TpOJIeM OMOpbI Ha MATKY. Harpyska He 10:KHA MPOBOLIMPOBATD
00JIb UM TPABMUPOBAHKE CYXOKHUIIUK.

[Ipu orpaHnYeHUY MOIBUKHOCTH IIIEU BBITIOIHSIOTCS] MSTKUE
AKTUBHBIE JIBWKEHUS] B Oe3omacHor amruirtyae. PopcupoBaH-
HOe cruaHue M MaHyaJibHble BO3JIEHCTBUS C PE3KUM YCHIIEM
HEJIOIYCTUMBI.

[Mocne KapAMOIOrMYecKor OLEHKU MporpaMmma MOKET BKJIIO-
YaTh JIO3UPOBAHHYIO XOABOY, YIPaKHEHHS C HEOOJIBIIIMM COIPO-



TUBJIEHUEM U 3aHATHUS B Bojie. [Ipy BbIpakeHHBIX KOHTPaKTypax
THIPOKMHE30TEPAIUS MO3BOJISIET BHITOIHATD ABUKEHHUS B YCIIO-
BUSIX YMEHBIIIEHHOW OCEBOU HArPYy3KH.

[MockonbKy gaHHBIE 00 ONTUMAIIBHOW MHTEHCUBHOCTU TPEHU-
POBOK HernocpeacTBeHHO 1pu EDMD orpaHuyensl, CeruainucTt
OPUEHTUPYETCS HAa MHIMBUYaIbHYIO IEPEHOCUMOCTh, KAY€CTBO
JBUKEHUW U COCTOSTHUE CEPIEYHO-COCYIUCTON CUCTEMBI.

5. Macca:x u annapatHas (pu3uorepanus

[Ipu EDMD maccax MOXET MpUMEHSThCSA s oOJerde-
HUSI COMYTCTBYIOIIETO MBIIIEYHOTO JUCKOMpOpTa, OCOOEHHO B
y4acTKax KOMIIEHCATOPHOTO NEPEHANPSKEHN S, BO3HUKAIOLIETO
13-32 OTPAaHUYEHHOUN CYCTaBHOW MOJBUKHOCTH.

[IpennoyreHue OTIAETCS NOBEPXHOCTHBIM M YMEPEHHBIM TEX-
HUKaM BO3/IEHICTBUSI HA MTKUE TKaHU. CIielyeT yUYUThIBaTh, YTO
c(hopMHUPOBABIIKECA CTPYKTYPHBIE KOHTPAKTYPbI HEJIB3S1 YCTPa-
HUTb UHTEHCUBHBIM Pa3MHHAHUEM WIM MEXAHWYECKUM pacTsi-
KEHUEM.

[Tpu HasYKMK GONEBBIX CUHIPOMOB BO3MOXKHOCThH TTPUMEHE-
HusA TENS paccmarpuBaercs ¢ y4€TOM KapIuOJIOTHYECKOro CTa-
tyca nanueHta. NMES He sABisieTcsi OCHOBHBIM METOJOM KOP-
PEKIIMU KOHTPAKTYp; LEIeCOOOpa3HOCTh CTUMYIISIIIUU OTIENb-
HBIX MBIIIIEYHBIX TPy TpeOyeT CrelUaTu3upOBaHHON OIIEHKH.

WuppakpacHas Tepanuis v TEPAEBTUYECKUAN YIbTPa3ByK MO-
I'yT OOCYXAAThCSl MPU CaMOCTOSITESIBHBIX CHMITTOMATHUECKHX



NOKA3aHMSAX, OJHAKO OHM HE HMEIOT YOeAWTENbHBIX [OKa3a-
TeJbCTB 3(ppexTuBHOCTH HenocpeacTseHHo mpu EDMD. Ana-
JIOTUYHBIM 00Pa30M OLIEHUBAETCS] MATHUTOTEPAITHS.

Oco0oro BHUMaHMs TPeOYIOT MALMEHTH! C YCTAHOBJIEHHBIMU
KapAMOCTUMYJIATOPAMH WJIM MMIUIAHTUPOBAHHBIMU AepuOpuI-
aaropamu. IIpuMeHeHne 371eKTpOCTUMYNIALMU U JIEKTpOMar-
HUTHBIX IIPOLELYP BO3MOXKHO TOJBKO IOCJIE MTPOBEPKU COBMeE-
CTUMOCTH C UMILIAHTUPOBAHHBIM YCTPOWCTBOM M COIJIACOBAHUS
C Kap/IMOJIOrOM.

6. OpTonequyeckasi peadnJIuTANMS

Opronegnueckas nomoiups npu EDMD nanpasnena npexzae
BCEr0 Ha YIpaBJeHUWE KOHTPAKTypaMH, CIIOCOOHBIMHU CyIIe-
CTBEHHO OTPaHUYMBATh IBUTATENIbHYIO (DYHKIIMIO IAXKE IIPU CO-
XPaHHOM MBIIIEYHON CUJIE.

Ha pannux sramax paccMarpuBaercs NPUMEHEHUE UHIUBU-
AyaJbHBIX OPTE30B, 00ECeUnBAIIUX (PYHKIIHOHATBHOE TIOJIO-
’KEHUE CTOIBI U MOAJEPAKUBAIOLIMX JOCTYIIHYIO AMILIUTYLY JBU-
KEHU.

[Ipy BEIpa)K€HHOM YKOPOUYEHWH aXWJUIOBBIX CYXOXKHUJIUU MO-
KeT 00CYKIIaThCs XUpYypruyeckasi Koppekius. Pemmenve npuxu-
MaeTcs ¢ YYETOM COCTOSIHUSA MBILIL, ITOXOAKH, CTENEHU edop-
Mall¥y ¥ BO3MOXHOTO BJIMSIHUS ONEPALMK Ha YCTOMYMBOCTD I1a-
LUEHTA.

KoHTpaKTypbl JTOKTEBBIX CYCTABOB TPEOYIOT OTAEIBHOMN OIeH-



KU, TIOCKOJIbKY OTpaHMUYeHNe Pa3ruOaHusl 3aTPyAHSIET BBIMOTHE-
HUe OBITOBBIX JIelcTBHA. OpTEe3npOBaHUE Y XUPYPTrUIECKUE BME-
IIATENILCTBA HE BCErJa MO3BOJSIOT JOOUTHCS CTOMKOTrO BOCCTa-
HOBJIEHUSI TIO[IBUKHOCTH.

[Ipu pUrMIHOCTU MO3BOHOYHMKA U OTPAaHUYEHUU IBUKEHUI
IIe HeOOXOIUMO KOHTPOJIMPOBATh OCAHKY ¥ TIOOMpPATh YA00-
HOE TOJIOKEHHeE JITs1 paOOThI, OTIBIXA U CHA.

[Nepen opToneanuecKMMH onepalvsIMu 00s3aTesIbHa OlIEHKA
KapIMOJIOTMYECKOTO U AHECTE3UOIOTMUECKOTO PUCKA.

7. IpIxaTeJbHas
KapanoJiornvyecKasi peadnjanramnus

[Topaxenue cepnua npu EDMD mnpencraBisier caMOCTOs-
TEJIbHYI0 KJIMHUYECKYIO YTpO3y U He BCErlla COOTBETCTBYET BbI-
PaKEHHOCTU MBIILIEYHOM CJIA00CTH.

CornacHo GeneReviews, oOciiefoBaHMe NOMKHO BKJIIOYAThH
SKT', xonTepoBcKOe MOHUTOPUPOBAHKE U IXOKapAUOrpaduio He
peske ogHoro pasa B rof. [1pu BisiBIIeHUM HAPYIIEHU IPOBOAU-
MOCTH WJTM KapIUOMHOIATHH YaCcTOTY HAOJIOICHHS YBEINIMBa-
I0T.

VY oTnenpHBIX MAlMeHTOB TpeOyeTcsl UMILIAHTAIUsl Kapauo-
CTUMYJISITOpA WK KapauoBepTepa-aedudpusuistopa. [Ipu Heko-
TOPBIX TeHETUUECKUX popmax, ocobeHHO cBsi3aHHBIX ¢ LMNA,
PHCK OIACHBIX KETYJOYKOBBIX aPUTMUN COXPAHSETCS JaXe IO-
CJie YCTaHOBKH OOBIYHOTO KapAHOCTUMYJISTOPA.



[Toatomy fomyck K (pU3MYECKUM TPEHUPOBKAM AOJIKEH YUH-
THIBATh 3aKJIOYEHUE KapIUOJIOora, a MPU HEOOXOIUMOCTH —
apUTMOJIOTa.

JpixatenbHas (PyHKIMA MOKET yXyAIIaTbCsl BCJEICTBUE Clla-
OOCTM JbIXATENIbHBIX MBI W OrPAaHUYEHHOW TOJBMKHOCTU
rpyaHou KJjeTky. [Tpr HopMaibHBIX TOKA3aTENsIX UCCIIEA0OBAHUE
(pyHKIIMY BHEILIHETO JBIXaHUSI PEKOMEHAYETCS MOBTOPSTh Kak-
Jble 1Ba-TPH Tofa, IPU BBISBJIECHHBIX HAPYIIEHUAX — HE pexe
€KErOIHOrO KOHTPOJIA.

[Ipu opIxaTenbHOW HEAOCTATOYHOCTY MPUMEHSIOTCS Crelua-
JIM3UPOBAHHBIE METOJbl PECHIMPATOPHON MOAJIEPKKH, BKIIOYAs
HEMHBA3UBHYI0 BEHTWISALMIO U MOMOIIb NpU HEI(PEPEKTUBHOM
Kariie.

8. HpOTI/IBOHOKa3aHI/IH H orpann4cHus

I'maBHoe orpannyenue npu EDMD cBsA3aHO ¢ pucKOM cepbes-
HBIX CEpIEYHBIX OCJI0XKHEeHUN. [laleHTam ¢ HeOLlEHEHHBIMU Ha-
PYLIEHUSAMH PUTMa, OOMOPOKaMU WJIH ITOJO3PEHUEM Ha Kapauo-
MHOIATUIO UHTEHCUBHBIE TPEHUPOBKU HE Ha3HAYAIOTCS JO CIe-
[IUATN3UPOBAHHOTO 0OCIIEI0BAHHUS.

[pu paGoTe ¢ KOHTPAKTypaMu HEIOITYCTUMBI Pe3KUe MaHUITY-
JISILMY, HACUJIbCTBEHHOE pasruOaHue JOKTEN U Ype3MepHOe pac-
TSOKEHUE aXWUIOBBIX CYXOKUJINK.

BrlpaxeHHass pUrMIHOCTh LIEWHOTO OTHENA MO3BOHOYHMKA
TpeOyeT 0co00i OCTOPOXKHOCTH MpU MEepeMEelIeHNH MalMeHTa,



YKJIAJIKE Ha MPOIEYPHBIA CTOJ U MPOBEICHUY (PU3HOTEPAITUN.

[Tpu nosiBneHun cepatieOrueHusi, MpeJoOMOPOYHOTrO COCTOSI-
HUS1, OOJTU B TPY/IM VUJTH HEOOBIYHOM OJTBITIIKY 3aHSATHE HEMEJICH-
HO TIPEKpaIaeTcs ¢ MocaeAyoIeil MeAUITUHCKOH OLIEHKOM.

Hannuue MMIUIaHTUPOBAHHBIX CEPACYHBIX YCTPONCTB YUMTHI-
BaeTCs MU BIOOPE anmapaTHbIX mpotienyp. [lepen oneparuBHbI-
MU BMeIIaTeIbCTBAMUA HEOOXOAMMBI Kap/IMOJIOTUYecKast OlCH-
Ka M WHAMBUIYaJIbHOE IJIAHUPOBAHUE aHECTEe3MOJIOIMYECKOro
obOecreueHus.

9. PekomeHJa1[uy MaMEeHTY U POACTBEHHUKAM

[MareHTamM BasKHO OOBSICHUTB, YTO KOHTPAKTYpbl ipu EDMD
MOTYT Pa3BUBAThCS 33J0JITO O 3HAYUTENHLHOTO yMEHBINCHUS
MbIILIEYHOU cuitbl. [IoaTOMY peryisipHast OLieHKa CyCTaBHOM TO-
JBWKHOCTH HEOOXOAMMa Jjake MpU COXPAHHOM CaMOCTOSITEb-
HOM X0o1p0e.

JloMarHue ynpaxHeHus1 JOJKHBI COOTBETCTBOBATH PEKOMEH-
JALMSAM CIIELIMAJIICTA U BBIIONTHATHCS 0e3 (hOpCUPOBAHHOIO pac-
TsokeHUs. Oco0oe BHUMaHME YIeNsioT MOJIOKEHUIO CTOI, BO3-
MOKHOCTH pa3ruoarh JIOKTH U YIOOCTBY ABHKEHUH IIEH.

PosicTBeHHMKaM peKOMeH/lyeTcs HaOmoaaTh 32 U3MEHEHHUsI-
MU OXOJIKH, MOSIBJIEHUEM XO[IbOBl Ha HOCKaX, 3aTPYyIHEHUSAMU
IIPY OJIEBAaHUU M OTPAHUYEHUEM TTOBOPOTOB T'OJIOBBI.

He MeHee Ba)xHO pacIio3HaBaTh MPU3HAKM BO3ZMOXHOTO TOpa-
keHus cepaia. OOMopoky, BHe3aIrHOe cepueOneHne 1 HeoOb-



SICHUIMOE CHMKEHUE TEePEHOCHMMOCTH TMPUBBIYHON aKTUBHOCTU
TpeOyIOT MEIUITMTHCKOTO 0OCTIeIOBAHMUSI.

[Mockonbky 3abo0JIeBaHME HACNENCTBEHHOE, PONCTBEHHUKAM
MaleHTa MOXET ObITh PEKOMEHOBAHO MEIMKO-TEHEeTHUECKOe
KOHCYJIbTUPOBAHUE U, TIPY HAJTMYKMHU ITOKA3aHUI, KAPIHOJIOTYe-
CKHW CKPUHMHT .

10. 3akaouenue

Msiieynas aucrpopus Ivepu-Lpendyca ommyaercsa xa-
PaKTEpHBIM COYETAHUEM PAaHHUX KOHTPAKTYP, IIeUeriepoHeallb-
HOH MBIIIEYHOU ¢1a00CTH U MOTEHIMATBHO OMACHBIX CEPAESYHBIX
HapyLIEeHUN.

[TpakTuyeckass 0COOEHHOCTb peadMIMTALUKN 3aKJII0YaeTCs B
HEOOXOIMMOCTH HauMHATh NMPO(MUIAKTUKY JBUTaTeIbHBIX Orpa-
HUYEHUH el [0 MOSIBIEHUS BbIPaKEHHON MBIIIIEYHOM aTPOUH.
I[Tpu 3TOM COCTOsIHME cepaLia ONpeesiseT AOMyCTUMbIE IPAHULIbI
(puznyeckon aKTUBHOCTH.

VenemHas opraHuzalysi HOMOIIM TpeOyeT COIIaCOBaHHOM
paboThl peabuinToNora, HeBpoJora, Opronena U Kapauosora,
MIOCKOJIbKY COXPaHEHHUE CYCTaBHOM MOJBMKHOCTU M MperyIpe-
KJEHUE KapIUOJIOrMYECKUX OCJIOKHEHUN SIBIISIIOTCS B3aUMOJIO-
HOJIHAIOIIMME, HO CAaMOCTOSAITE/IbHBIMU 33Ja4aMHU.

Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas
mepanusi NPy 2eHeMUUEcKUX 3a00Ne6aAHUSX



I'naBa 7. CimHajbHas
mbimeuyHas arpogusa (CMA)

Yacmo II. Hacreocmeennvie 3a001€6aHUsL HEPEHOU CUCHEMbL
CnunanbHasa wmbimevynasa arpodusa (CMA) (Spinal
Muscular Atrophy (SMA) )

1. O6masn xapakTepucTHKA 32a00JIeBaHUST

CrniHasbpHas MbllIIevHast aTpodusi — HACIEJCTBEHHOE HEePB-
HO-MBIIIIEYHOE 3200/IeBaHNe, XapaKTepU3YIoIIeecs OpakKeHneM
JBUTraTeJIbHbIX HEMPOHOB MEpPEJHUX POroB CIIMHHOIO MO3ra U
MPOrpecCUpYIONIMM Pa3BUTUEM MBIIIEYHON €l1abOCTU U aTpo-
(pun.

Haubonee pacnpocrpanena 5q-CMA, oOycioBieHHast 6uai-
JIeJIbHBIMU TIAaTOTeHHBIMM M3MeHeHusiMu reHa SMN1, pacrno-
JIO)KEHHOTO Ha MsAToi Xpomocome. HacnenoBaHue mpenmyiiie-
CTBEHHO ayTOCOMHO-perieccuBHOe. ['eH SMN2 4acTU4HO KOM-
neHcupyer Hemoctatok Oenka SMN, mpuuéM KOJIMYECTBO €ro
KOIUI BJIMSIET HA TSKECTDb 3a00/1eBaHM 1, XOTSI HE MTO3BOJISIET TOY-
HO TIPe/ICKa3aTh WHAWBUAYaJIbHOE TeYEHHE.

Yacrora poxaenus gereid ¢ 5q-CMA, no pa3iuyHbIM 31U-
JAEMHUOJIOTMIECKUM OLIEHKAM, COCTABIISIET MPUOIM3UTEHHO OIUH
ciyvad Ha 6 000-12 000 xuBopoxaeHun. [lokazarenn moryt



Pa3IUYaThCs B 3aBUCMOCTH OT UCCIIeAyeMOU TOMYJISIIINY.

TpaAUIIMOHHO BBIAETSIOT MSTh KIMHUYECKUX TUIOB — OT
npeHaraabHOro (tumn 0) go B3pocioro (tun IV). OnHako coBpe-
MEHHasl IaTOreHeTUYecKas Teparnusi MeHsIeT ECTECTBEHHOE Tede-
HUe OOJIe3HH, TIOTOMY TPU TUIAHUPOBAHUU PeabuIUTAIIU BCE
Oospiliee 3HAYCHUE TTPUOOpeTaeT (DAKTUIECKUI JBUTATEIIbHBIN
CTaTyC MalMeHTa.

2. KnuHnyeckasi KapTUHA

OcHoBHBIM TIposiBiieHMeM CMA sBjsieTcsl CUMMeETpUYHast
MBIIIIEYHasE cab0CTh, OOBIYHO OoJiee BBIPAXKEHHAS B MPOKCH-
MaJIbHbIX OTJEJaX KOHEYHOCTeH. XapaKTepHbl CHUKEHUE Mbl-
IIEYHOT'0 TOHYCa, OcIabIeHne CyXOKMIIBHBIX pehIeKCOB U Orpa-
HUYEHUE JIBUraTeJIbHOM aKTUBHOCTH.

[Tpu CMA 1 tuna pe6EHOK He MPUOOPETAET CAMOCTOSITETbHO-
T0 CU/IeHUs Oe3 JISUEeHHT; PAaHO PA3BUBAIOTCS BBIPAKEHHAS TUTIO-
TOHM S, 3aTPYJHEHUS] KOPMJIEHUS U JbIXaTeJIbHbIe HAPYIIEHHUS.

[Tpu CMA 1I Tumna marueHT CIOCOOeH CaMOCTOATENHO CH-
JeTh, HO OOBIYHO HE MPHOOPETAET CAMOCTOSTENIBHOU XOHbOBI.
Yacro opmMupyloTCS CKOMMO3, KOHTPAKTYPBl U JedopmManuu
I'PYIHOU KJIETKH.

[Tpu CMA III Tumna camocTosiTesbHast X0ap0a MepBoHaYaIbHO
COXpaHeHa, OJJHAKO CO BPEMEHEM MOT'YT MOSIBJISATHCS TPYAHOCTU
IIpY BCTABaHUU, MOJbEME I10 JIECTHULIE U JJIUTEIbHOM NEPEaBU-
KEHUU.



CMA IV tuna oObIYHO MPOSIBIISIETCS] BO B3POCIOM BO3pacTe
Y XapaKTEepPU3yeTCsl CPABHUTEILHO MEJIEHHBIM IIPOIPECCUPOBA-
HUEM.

UyBCTBUTEIBHOCTh, KakK IpaBWIO, coxpaHsercs. uarHos
MOATBEPKIAETCS MOJIEKY/ISIPHO-TEHETUYECKUM HCCJIEIOBAaHUEM
SMN1 c onpenenenriem urcna ko SMN2.

3. llesin Me TUITUHCKOM peaduIuTaANN

PeaGunuraumonHas nporpamma npu CMA omnpenensiercs He
CTOJIbKO (pOPMAaJIbHBIM TUIIOM 3a00JI€BaHM 1, CKOJIBKO TEKYITUMU
JIBUTaTeIbHBIMUA BO3MOKHOCTSIMU MAlIUEHTA.

OCHOBHBIE 33/1a4M BKJIIOYAIOT:

NOfI/IepXKaHUe JOCTUTHYTHIX JJBUTATEIbHBIX HABBIKOB M COJIEH-
CTBUE MPUOOPETEHUIO HOBBIX Ha (pOHE MATOreHeTUIYECKOro Jiede-
HUS;

popUIAKTUKY KOHTPAKTYP, AedopManuil NO3BOHOYHUKA U
OCJIO)KHEHUH IJIUTELHOTO CUJCHUS;

COXpaHeHUe (PYHKIIMOHAJIBbHBIX BO3MOXKHOCTEN BEPXHUX KO-
HEYHOCTEM;

yJydilleHue KOHTPOJISI TOJOBBI, YCTOMYMBOCTU TYJIOBUILA U
PaBHOBECHS;

oOecrieueHre 6€30MacHOro NepeIBUKEeHNs] U MAaKCUMaJIbHON
CaMOCTOSITEJIbHOCTH;

MPO(PUIIAKTUKY JIbIXaTEIbHBIX OCJIOKHEHH.

Oco0eHHO BaKHO OOBEKTHBHO OIIEHMBATh TUHAMMKY COCTO-



SHUA. []15 3TOro NpUMEHSIOTCA ClielMaIU3MPOBAHHbIE ILIKAJIbI,
Briouass CHOP INTEND, HFMSE u RULM, BBIOOp KOTOPBIX
3aBUCUT OT BO3pacTa U ABUIATEJIBHOIO CTaTyca MalieHTa.

Pesynbrar peabuiuranuy OLeHUBAETCs 110 M3MEHEHUSIM KOH-
KPETHBIX HaBbIKOB, a HE TOJIBKO IO YBEJIMUYEHUIO MBIIIIEYHOU CH-
JIBL.

4. Jleueonas (pusKyIbTYypa

[Tpu CMA neueOHasi PU3KYIBTYpa CTPOUTCS C YUETOM TPEX
(pyHKIIMOHATIBHBIX KaTErOPHI MAlMEHTOB: HE CIIOCOOHBIX CaMO-
CTOATEJIBHO CUJIETh, CIIOCOOHBIX CUAETh Y CLIOCOOHBIX XOOUTh.

Y manuyeHToB, He CIIOCOOHBIX CHJIETh, OCHOBHOC BHHMMaHUE
yAesseTcsl TPaBUJIBHOMY MMO3UIIMOHMPOBAHUIO, TOIAEPKKE TO-
JIOBBI U TYJIOBMIIIA, COXPAHEHUIO TIOABUKHOCTU CYCTaBOB U CO-
3IAQHUI0 YCJIOBUI JUIsl IOCTYITHOM CaMOCTOSITEIbHOW aKTUBHO-
ctu. [IpuMeHsIIoTCSI MATKUE MACCUBHbBIE U aKTUBHO-aCCUCTUPO-
BaHHBIC JBMKEHHUS, O€30MMacHOe U3MEHEHHE MOJIOKEHUS Tea.

VYV maiueHToB, CMOCOOHBIX CHAETh, IporpaMma BKJIIOYAeT
yIpaXHEHUs] HA yAepKaHWe PABHOBECHSI B IMOJIOKEHUM CUJS,
KOHTPOJIb MOJIOKEHUS Ta3a, (PYHKIIMOHAJIbHbIE TBUKEHUS PyKa-
MU U niepeHoc Beca Tena. [1o mokazaHusM UCnosb3yloTcsl BEPTU-
KaJI3aTOPbl ¥ aJalTUPOBAHHBIE YCTPOMCTBA ISl MOAAEPKAHUS
CTOSIHUSI.

VY Xoasuux MalMeHTOB MPUMEHSIIOTCS TPEHUPOBKA BCTaBa-
HUs1, TO3UPOBAaHHAS X0Ib0a, YIIPaXKHEHU s HA paBHOBECHE U TTIpe-



ofIoJieHre HEOOJIBIIIUX MPENsATCTBUI. YMepeHHbIe a9poOHbIe Ha-
IPY3KH JIOMYCTUMBI IIPU AOCTATOYHOUN MEPEHOCUMOCTH.

Oco60oro BHUMaHM 3aCIyKHMBAIOT JETH, MOIyYalollye NaTo-
reHeTUYECKYIO TEPANMIO: YBEINYEHHUE IBUTATETbHBIX BO3MOKHO-
crell TpedyeT epecMoTpa MpeKHUX (PYHKIIMOHATIBHBIX OTPaHU-
YEHUH W TTOCTAHOBKY HOBHIX PEaOMIMTAIMOHHBIX T1eJIeH.

WHTeHCMBHOCTD yIpaXXHEHUH I0J1’KHA COOTBETCTBOBATH OCTa-
TOYHBIM [IBUTATEIbHBIM BO3MOXHOCTSIM U HE TIPUBOJMTH K BbI-
Pa’keHHOMY MCTOIIEHUIO.

5. Maccax u annapaTHas (pu3uoTepanmusi

Maccax npu CMA MOXeT IPUMEHATHCA 711 YMEHBLICHUS
COITYTCTBYIOLIEro JUCKOMQOpTa, 00JIeryeHus yXoaa U ymydiie-
HUS IEPEHOCUMOCTH MO3ULIMOHU POBAHNUS.

V nauueHToB ¢ BbIpa)XeHHOW MBIIIEYHOU aTpodueit UCIob-
3yI0TCS IPEUMYLIIECTBEHHO MATKUE TEXHUKU. IHTeHCMBHOE pas-
MHHaHUE OCJIaOJeHHBIX MBIIII] He 00eCTeuBaeT BOCCTaHOBJIE-
HUS MOTOHEMPOHOB U HE JIOJKHO PacCMaTpUBaThCsl Kak METO.
YBEJMYEHHS MBIILIEYHOM MACCHI.

TENS mosxeT 00CyXAaThCs TIPH OTAETBHBIX COIMYTCTBYIOIINAX
OO0JIEBBIX CUHJPOMAX, HAIPUMEP CBSA3AHHBIX C JUIUTEIbHBIM CH-
JEHUEM WJIA OPTONEANYECKMMHU OCIIOKHEHUSMU.

[Mpumenenne NMES Ttpebyer ocoboii octopoxnoctu. Ilo-
ckoybKY Ip CMA nmeeTcs NopakeHne HKHEr0 MOTOHEUPOHA
Y JICHEepBal|s MbIILIEUYHBIX BOJIOKOH, 3(p(heKTUBHOCTb CTaHJapT-



HBIX PEKMMOB HEPBHO-MBIIIEUYHOW JIEKTPOCTUMYIISIIUN MOKET
OBITH OTpaHUYEHA.

TepaneBTUUYeCKU yIbTPA3BYK, MH(paKpacHas Tepanus M1
MarHuToTepanusi He oOJaJaloT TOKAa3aHHBIM BIIMSHUEM Ha Te-
yeHue CMA. X ucnosnb30BaHKue MPUA CAMOCTOATEBHBIX CUMII-
TOMAaTUYECKUX MOKA3aHUAX HE JOJIKHO 3aMEHSATh JBUTATEIIbHbIC
3aHATHSA, IO3ULIMOHUPOBAHUE U PECIIMPATOPHYIO MOAJEPKKY.

6. OpToneguueckas u
(pyHKIIHOHAJbHAS peadnIuTaAIHS

Oproneauueckasi nmomorpb pu CMA umeer ocodoe 3Ha-
YeHHUe BCJIEJCTBUE BBICOKOI BEPOSITHOCTH Pa3BUTUS CKOJIMO34,
KOHTPAKTYyp M HECTaOMIILHOCTH Ta300eApEeHHBIX CYCTABOB.

Y nanueHToB, JUIMTETbHO HAXOASIIIUXCS B TOJIOKEHUH CUI,
HEOOXOIUMO KOHTPOIUPOBATh MOJIOKEHHE Ta3a, CHUMMETPHIO TY-
JIOBUILIA ¥ COCTOSTHME TTO3BOHOYHHUKA.

WunuBuiyanbHble Kpecia-KOMSICKU C TIOIIEPKKOM TYJIOBUIIA,
TIO/ITOJIOBHUKAMY U CPEJICTBAMU TTO3UIIMIOHUPOBAHUS TIO3BOJISI-
IOT TIOBBICHThH YCTOWYMBOCTb U PACHIMPUTH BOZMOXKHOCTH CaMO-
CTOSITEJIHOM esITeJIbHOCTH.

Mo mokazaHUsIM TPUMEHSIOTCS] OPTE3bl, BEPTUKATU3ATOPHI U
NIPUCTIOCOOIEHU S 115 TiepeMertieHns. [1pu BeipakeHHBIX 1eop-
MalysIX MO3BOHOYHHMKA MOXET PacCMaTpUBaThCs XUPyprude-
CKOE JieueHHe ¢ 00s13aTeIbHOIM OIIEHKOM AbIXaTeIbHBIX PUCKOB.

dyHKIIMOHANbHASA peadWIUTalus BKJIIOYaeT OOydeHHe WC-



MOJIb30BAHUIO JIOCTYITHBIX ABMKEHUH PYK, alanTaruio pabodero
MecTa ¥ TIOI00p YCTPOUCTB aIbTEPHATUBHOTO YIIPABJICHUS TEX-
HUKOM.

BakHast 3aaua crieraarcta — He OrpaHUIMBaThCS KOPpeK-
uuei nepopmaliuid, a Co3/1aBath YCJIOBUS AJIsl yUaCcTHsI MAllMEHTa
B yu€Oe, OOIIeHNH 1 TIOBCETHEBHOU KU3HU.

7. PeabujuTanusi Ipu CHCTEMHBIX
U COIMYTCTBYIOIIUX HAPYIIEHUAX

Hawubonee cepbé3nbie comyTcTByIomHe mpodiaemst mpu CMA
CBSI3aHBI C IBIXaTEIbHON HEJOCTATOYHOCTHIO, OCTAOICHUEM Kalll-
JIS1 M HAPYILIEHUSIMU TJIOTaHMUSI.

Cnabocth MeXpEOEpHBIX MBI OrPAHUYMBAET IKCKYPCUIO
rpyaHout kietku. [Ipu BeipakeHHBIX (hopmax 3a00I€BaHUS [IbI-
XaHUe B 3HAYMUTEJIbHOW CTerneHu olecrieurBaeTcsl auadparmon,
YTO MOXKET CONPOBOKAATHCS MapaJOKCATbHBIMU JBUKEHUSIMU
I'PYAHOM KJIETKH.

Pecriuparoproe HaOmoeHre BKJIIOYAET OLEHKY 3(pdeKTuB-
HOCTH KallUlsi, BEHTWISIIIAY JIETKUX Y TIPU3HAKOB HOYHOW THUTIO-
BeHTWIsAMH. [To MOKa3aHUsAM MPUMEHSIIOTCSI MEXaHUYecKas 1o-
MOIIIb TTPU Kallljie U HeMHBA3WBHAS BEHTUJISIIHS.

Hapynrenust motanusi TpeOyIOT OLIEHKH O€30MacHOCTH IId-
TaHWS, TIOCKOJIbKY aCMMPAIHs TIOBBIIIAET PUCK MH(EKIIMOHHBIX
ocnoxkHeHuil. Ilpyu HETOCTATOYHOM MOCTYIUICHUU MUY MOXET
NOTPeOOBaThCs CIIEIMATM3UPOBAHHAS HYTPUTUBHAS TIOIIEPXK-



Ka.

CospemenHoe JieyeHue 5q-CMA BKJIOYaeT HYCHHEPCEH,
PUCIUITIAM U TEHO3AMECTUTENIBHYI0 TEpAINI0 OHACEMHOTCHOM
a0ernapBOBEKOM Y MALMEHTOB, COOTBETCTBYIOIMX YCTAaHOBJIEH-
HBIM TOKA3aHUAM. DTU METO/Ibl U3MEHSIOT ECTECTBEHHOE TeUe-
HMe 3a00J1eBaHus, OHAKO HE YCTPAHSIOT HEOOXOOUMOCTH IJIH-
TEJIBHOTO PeaOMIMTAIMIOHHOTO COMTPOBOSK/ICHU .

8. [IpoTuBONOKAa3aHNs U OTPAHUYEHHST

ITpu peabunuranyu napreHToB ¢ CMA HeoOXoIuMo Mpex e
BCEr0 yYHUTHIBATh CTEMEHb MBIIIEYHOU CIaO0CTH, IbIXaTeIbHBIN
pe3epB U BbIPAKEHHOCTb OPTONEUUECKUX HAPYILIEHUH.

Henonyctumbl yripakHeHUs1, BbI3bIBAIOIIME BbIPAKEHHOE HC-
TOILEHNE, YXYALIEHUE JbIXaHUA WM MPOAOJIKUTEIBHOE CHUKE-
HUE JABUIaTeJIbHOW aKTUBHOCTH I10CJIE 3aHATUS.

[Tpu BeIpakEeHHOM OCTEONOPO3€, NeOpMaLUAX O3BOHOYHHU-
Ka ¥ HeCTaOMJILHOCTH CYCTaBOB ClieyeT U30eraTb TpaBMUPYIO-
IIAX MAHUITYJISAUUA ¥ HEKOHTPOJIMPYEMOM OCEBOM Harpys3KH.

Beprukanu3anus MpoBOAUTCS C OLEHKOW INEPEHOCUMOCTU
THIOJIOKEHUS CTOSI, COCTOSIHUS CYCTaBOB U PUCKA MaJeHUI.

[Tpu ocTpoii pecnupaTopHON MHQEKIUH, BbIPAKEHHOM 3a-
TPYIHEHUU JAbIXaHUS WA MPU3HAKAX TMIIOBEHTWIALMU IBUIa-
TEJIbHYIO IIPOrpaMMy HEOOXOIMMO MEPECMOTPETb.

Ocoboe BHUMaHue TpeOyeTcsl Py HAPYIIEHUSX TJIOTaHUS U
MIOBBIIIIEHHOM PUCKE aclypaluu.



9. PexoMeHJa1iuu NanueHTy U POJCTBEHHUKAM

PoncTBeHHMKaM HEOOXOOUMO OOBSCHUTH, 4YTO 3(PPEeKTHB-
HOCTB JIOMalTHE! peaObvIUTAIIAY OTTPeAeIsAeTCs] He KOMMIeCTBOM
MOBTOPEHUI YITPAKHEHUI, & UX COOTBETCTBHEM (DYHKIIMOHATb-
HOMY COCTOSTHMIO MaIeHTa.

V nerteii ¢ BbIpaXEHHOW CIa0OCThIO BAXHO PETYJISIPHO M3-
MEHSTh TIOJOKEHHUE TeJla, KOHTPOJIMPOBATh COCTOSIHUE KOXHU U
obecrnieunBaTh KOM(OPTHOE MO3UIIMOHUPOBAHUE TOJIOBHI, TYJIO-
BUINA M KOHEYHOCTEH.

[Matmentam, ClIOCOOHBIM CHJIETD, CIEAYET CO3/1aBaTh YCIOBUS
IUTSI CAMOCTOSITEIbHON UT'Phl, 00YYEeHUsI U BBITIOJIHEHUSI JIOCTYTI-
HBIX JIEUCTBUI PYKaAMH.

[Tpu coxpanHOIt X0npOe peKOMEHyeTCsl MOAePKUBaTh 0e3-
OTACHYIO TIOBCEJHEBHYIO aKTUBHOCTb, MTpeAyHpexaas Ype3mep-
HOE YTOMJICHHE.

CeMbsl JOMKHA 3HATH MIPU3HAKM JIBIXATEJIBHOTO YXY/IICHUS:
ocnabJeHue Kaluis, 3aTpyAHeHNe ylaleH!s MOKPOThI, HEOOBIY-
HYIO COHJIMBOCTb ¥ HApYITIEHUE JIbIXaHUsI BO CHE.

[NareHTs!, MOTyYaroye NaToreHeTUYECKyI0 TEPAIUIO, HYX-
JIAIOTCSI B PETYJISIPHOU TIEPEOIeHKe ABUraTeIbHBIX BO3MOKHO-
creil. [losiBneHWe HOBBIX HABBIKOB TpeOyeT CBOEBPEMEHHOM
aJlanTanyy JoOMalTHed MporpaMMbl.



10. 3akiaouenue

CrnuHaJibHAsl MBbIIIeYHast aTpousi 3aHUMaeT 0co00e MECTO
Cpey HACJIe[CTBEHHBIX HEPBHO-MBIIIEYHBIX 3a00JIeBaHUI, T10-
CKOJIbKY COBpEMEHHbIE METO/IbI ITATOreHeTUIECKOM Tepartiu CIio-
COOHBI CYIIIECTBEHHO U3MEHUTD JIBUTATEIIbHBIC IEPCIIEKTHBHI M1a-
IMEHTA.

OcHOBOW peaOMIIMTAIIMOHHON CTpaTerny CTAHOBUTCS (DYHK-
IIMOHAJIBHBIN TTOJXOJI, YYUTHIBAOIINN CIIOCOOHOCTh CUIETh, CTO-
SITh, XOOUTh ¥ CAMOCTOSITEJIbHO BBITTOJTHSITH TIOBCEIHEBHBIC JICH-
CTBUSI.

Pabota peabunmTosora 3aKI09aeTcst He TOIBKO B MpeIyIpe-
KJCHUU BTOPUYHBIX OCJIOKHEHUH, HO U B CBOCBPEMEHHOM HC-
TIOJIb30BaHUY HOBBIX JIBUTATENIBHBIX BO3MOXHOCTEH, TIOSIBIISIIO-
Mxcs Ha (poHe JieueHus.

Baaoumup Maneyxuii | 36.6 — 366 Oneti 6 200y | Puzuueckast
mepanusi NPy 2eHeMUUecKUx 3a00Ne8aAHUSIX



I'naBa 8. boae3ns Illapko-Mapu-Tyra

Yacmw 1. Hacnedcmeennvie 3a001e6aHUSL HEPBHOL CUCTEMbL
boae3nn IMlapko-Mapu-Tyra (Charcot—-Marie-Tooth
Disease (CMT) )

1. O6mas xapakTepucTHKA 3a00J1eBAaHUST

Bonesnb [lapko-Mapu-TyTa — rpynma Hac/ieACTBEeHHbIX 3a-
OoseBaHUl MeprdepuUeCcKOr HEPBHOW CHCTEMBI, XapaKTepu3y-
IOLIMXCS TTOCTENIEHHBIM HapyLIEHUEM JBUTaTeIbHON U YyBCTBU-
TEJIbHOW MHHEPBALUY MPEUMYILECTBEHHO JUCTAJIbHBIX OT/IEJIOB
KOHEYHOCTEWN.

[TaTonormyeckuit mpoLecc MOKET 3aTparuBaTb MUEIMHOBYIO
000JI0YKY HEPBHBIX BOJIOKOH JIMOO HEMOCPEICTBEHHO aKCOHBI. B
3aBUCHMOCTH OT MEXaHM3Ma MOPaKeHU 1 BbIIEJISIOT JEeMUETMHU-
3UPYIOIIME, AKCOHAJIbHbIE U IpoMeKyTouHble (hopmbl CMT.

3aboneBaHKe OTVIMYAETCS 3HAUMTEIbHBIM T€HETUUECKUM pa3-
HooOpasmeM. Hambonee pacnpocrpanénnas dopma CMTIA
CBfI3aHA C JYIUIMKALMEN y4acTKa XpOMOCOMBI, COIEPKAILEro I'eH
PMP22. Ipyrue BaprianTbl 0OYyCJIOBJIEHbB U3MEHEHUSIMU T'€HOB
MPZ, GJB1, MFN2 u muorux apyrux. HacinenoBaHue moxer
OBITh Ay TOCOMHO-JJOMHHAHTHBIM, 2y TOCOMHO-PELIeCCUBHBIM HJIH
X-CLIETIJIEHHBIM.



Pacripocrpanénnocts CMT TpaLIMOHHO OLIEHUBAETCSA ITPU-
Orm3uTeNbHO B OMH citydaid Ha 2500 yenoek. CormacHo omyo-
mukoBaHHOMY B 2023 rony meraaHasm3y, OObeTUHEHHAs pac-
npoctpaH€HHOCTh CMT 1 poCTBEHHBIX HAC/IEICTBEHHBIX MIEPU-
(peprueckux Heliponatuil coctapisier okono 17,7 ciyyas Ha 100
000 Hacenenus. Paznnuus mexay OLIEHKaMU CBSI3aHBI C OCO-
OEHHOCTSIMU UCCIIEAYEMBIX MOIMYISIMNA, AUArHOCTUYECKUX KPH-
TepreB M Yy4y€Ta MalMeHTOB. DTO OfHA W3 Haubosee pacrnpo-
CTPaHEHHBIX I'PYII HACJIEICTBEHHBIX HEBPOJIOTMUECKHX 3a00J1e-
BAHUMU.

2. Kinanyeckass KapTHHA

[lepBble CUMITTOMBI HEPEIKO MOSABIIAIOTCS B AETCTBE WU MOJ-
POCTKOBOM BO3pacTe, OJHAKO OTAEJIbHbIE (POPMBI IPOSBIISIOTCSA
3HAUUTEJIBHO NO3IHEE.

XapakTepHbI CJ1a00CTh MBIIII] CTOI U TOJICHEH, 3aTpyaHEHNE
TBUIBHOTO CTMOAHUS1 CTOIbI, YACTBIE CIIOTHIKAHUS U CTETNaK —
NIOXOZIKA C YPE3MEPHBIM IIOJHUMAaHUEM HOTH JJ1s1 IIPEIOTBpalle-
HMS 3alETJIEHUs] HOCKOM 32 IIOBEPXHOCTb.

[TocreneHHO MOTYT (pOpMUPOBATHCA NONIAA CTOMA (Pes cavus),
MOJIOTKOOOpa3Hasi Aeopmariysi najblieB 1 HeCTaOMIbHOCTD TO-
JIEHOCTOITHOTO cycTaBa. ATpousl MBILIL 'OJIEHEN WHOTAA MPU-
Ja€T HOTaM XapaKTEPHBIN BUJ «IIEPEBEPHYTON OYTHUTKI.

CHmkeHre TOBEPXHOCTHOM M BHUOPAIIMOHHON YyBCTBHUTEIb-
HOCTU YXYIILAeT KOHTPOJb MOJIOKEHHUS CTOMN, OCOOEHHO MpH



x071b0e B TEMHOTE WJIM TI0 HEPOBHOM MOBEpXHOCTH. CyXOXKHUIIb-
HbIe pedieKkch 0OBIYHO OCIA0IeHBI.

I[Tpu BoBIeUeHUM BEPXHUX KOHEYHOCTEH MOSBIISIOTCS 3aTPy/I-
HEHUsI TIPU 3aCTErMBAHUY ITYTOBHII, IMCbME ¥ MAHUITYJISIUSX C
HeOOJIBIIMMHU TPSAMETAMH.

JlnarHocTuka BKJIOYAET HEBPOJIOrMYEcKoe OOCIeNOBaHME,
JIEKTPOHEHPOMHUOrpaprio ¥ MOJEKYJISIPHO-TEHETHYECKOe Te-
CTHPOBaHUE.

3. Ilesmn Me TUITHHCKOM peadnIHTANH

['maBHasi ocodenHocTs peadbumutanyu npu CMT — HeoOxo-
JUMOCTb KOMIIEHCUPOBaTh OJHOBPEMEHHO IBUTaTeIbHYIO Cla-
OO0CTb Y CHUKEHUE 1yBCTBUTEILHOCTH.

OCHOBHBIMU 3a/1a4aMU SBJISIIOTCS:

yJIydIlleHue YCTOMUMBOCTH TIPU CTOSTHUU U XOIb0e;

KOMITEHCAIHS CJTa00CTH pa3rudatesieit CTOIb;

NOfI/IepXKaHUe JOCTYITHOM CHJIbI TUCTATBHBIX MBIIIIL KOHEYHO-
CTen;

npeAynpexaeHrue POrpecCUpOBaHUsl KOHTPAKTYp U (PyHK-
LMOHAJIbHBIX MOCJIEACTBUM AepOpMal|i CTOIT;

COXPaHEHUE TOYHOCTH JABUKEHUMN KUCTEH;

CHVJKEHUE PHCKA MaICHUH, TOBPEKACHUI KOKH U IIeperpy3Ku
CYCTaBOB.

[Ipu nocraHoBKe (DYHKIIMOHABHBIX 1IEJIEN BaXKHO OLIEHUBATh
HE TOJIbKO MBIIIEYHYIO CUJTY, HO TaKXke CKOPOCTh XOAbOBI, COCTO-



stHUEe 00YBH, YaCTOTY MaJIeHUI U CIOCOOHOCTD MAIMEHTA BBITOJI-
HATH IIOBCETHEBHBIE JEVICTBUAA.
st 0ObeKTUBMU3AIMU COCTOSIHMSI MOTYT HCIHOJIb30BaThCsI

mkaiael CMTNS u CMTES, a y nereit — CMTPedS.
4. JleueOHass pu3KyJILTYpa

JleueOHas (pu3Ky/IbTypa HalpaB/ieHa Ha MoaAepkaHue (hPyHK-
[IMOHAJIBHBIX BO3MOXKHOCTEH COXPAHMBIIMXCS MBIIII], Pa3BUTHE
paBHOBECHSI M KOPPEKIIMIO HAPYIIICHHBIX JIBUTATENIBHBIX CTEPEO-
TUIIOB.

[Tpu cnaboctu pasrudaresieit CTOMbl MPUMEHSIIOTCS aKTUBHbIS
YIIpaXXHEHUsI Ha ThUIbHOE CruOaHue ¢ HeOOJbIIMM COTPOTHBIIE-
HHEM, eCJI COXPAHMBIIASICS MbIlIeuyHast (PYHKIMS TO3BOJISIET
BBITOJIHATD JBHKEHME. [JONOTHUTENIEHO TPEHUPYIOTCS KOHTPOJIb
HOJIOKEHU I TOJIEHOCTOITHOTO CYCTaBa U MEePEHOC Beca TeJa.

VnpaxkHeHus Ha paBHOBECHE MPOBOIAT C yYETOM HEOCTa-
TOYHOH MPONPUOIETITUBHON 1yBCTBUTEIBHOCTH. [lepBoHaYaITb-
HO UCIOJIb3YIOT YCTOMUMBYIO ONOPY U 3pUTEIbHbI KOHTPOJIb,
NOCTETIEHHO YCJIOKHSS 33/1aHUsI TIPYU COXPAHEHUU Oe30MacHoO-
CTH.

s mpenynpekieHusl YKOPOUYSHHUsI axWUIOBa CYXOXKHJIHS
NPUMEHSIOTCS PeryysipHble MSATKUE PacTsKEHUS MKPOHOKHBIX
mbi. [Ipu cpopmupoBaBmmxcs aedopManvsax aMIUIUTYRy
JBWKEHUI OMPeessioT MHANBUIYaTBHO.

TpeHupoBKa KUCTel BKJIOYAET pa3BeeHIe MaIblieB, KOHTPO-



JIUPYEeMBbII 3aXBaT MPEMETOB Pa3IUIHOM (POPMBI, yIIPaKHEHUS
Ha TOYHOCTh JBMKEHUHA M KOOPAMHALIUIO.

YMepeHHble CHIIOBbIE M a3pOOHBIE HArpy3Kd, BKJIOYAsl Be-
JIOTpeHaxEp, TUIaBaHUe U JO3MPOBAHHYIO XOIbOY, MOTYT YIyy-
math (PU3MYECKYI0 TOArOTOBIEHHOCTh. [Ipu BhIpaskeHHOI cia-
60cTH HEOOXOMMMO M30eraTh Meperpy3Kd OTAETbHBIX MBIIIeU-
HBIX TPYII U KOHTPOJIUPOBATh BOCCTAHOBJIEHUE TOCIIE 3aHATHA.

5. Macca:x u annapatHas (pu3uorepanus

[Tpu CMT maccaxk MOXET UCIONb30BAThCS AJIs1 OOJIerYeHH s
COIYTCTBYIOIIMX MBIIIIEYHO-CKEJIETHBIX O0JIEH, 0COOEHHO BO3HH-
KAIOIIUX BCJIEACTBAE U3MEHEHHOM MMOXOAKH U TIEpepacnpeere-
HUS HArPy3KU Ha CYCTaBbl.

[Ipy CHMKEHHOM YYyBCTBUTEIBHOCTH CHELMAINACT [IOJDKEH
KOHTPOJIMPOBATh MHTEHCUBHOCTD JIABJIEHUS1, TIOCKOJIbKY MAIIUEHT
He BCeraa crocoOeH CBOeBPEMEHHO PaCIiO3HATh Ype3MepHOE Me-
XaHUYECKOE BO3JEVCTBHE.

TENS MoxeT paccMaTpuBarhcsi MPH OTAETbHBIX OOJIEBBIX
cuHapomax. [Ipu 3TOM HEOOXOMUMO pa3MyaTh MBIIIEUHO-CKe-
JIETHYIO ¥l HEHPOIIATHYECKYIO OO0JIb, TOCKOIBKY 3((PEKTUBHOCTb
CUMIITOMATUYECKUX METOMIOB B 3TUX CUTYAIUSIX HEOAMHAKOBA.

Bosmoxunoct NMES 3aBucar ot cocrosinus nepudepuyde-
CKOrO HepBa U CTENeHU JeHepBauuu Mbll. [Ipu BeipakeH-
HOM aKCOHAJIbHOM IMOPAKEHUU CTAHJAPTHAS CTUMYJISILIUS MOXKET
OKazarbcs MasiodggeKTUBHOM. MeTo He OTHOCUTCS K IOKa3aH-



HBIM CIOCOOAM BOCCTAHOBJIEHUSI TOBPEKIEHHBIX HEPBHBIX BOJIO-
koH npu CMT.

TepaneBTHUECKUIl yAbTPa3BYK, MH(paKpacHas Tepanusi u
MarHuTOTEpanys He UMEIOT YOeAUTEbHbIX JI0Ka3aTeIbCTB CIO-
cobHoctu 3ameisath nporpeccupoBanne CMT. Tlpu comyt-
CTByIOIIEH 0OM X MCHOJIB30BaHKE TPEOYeT CaMOCTOSITENTBHOTO
000CHOBaHM1; 0COOEHHO BasKHA OCTOPOKHOCTD MPU CHUKEHHOM
TeMIepaTypHOi U OOJIEBOI UyBCTBUTEIBHOCTH.

6. Opronequueckas u
(pyHKIIHOHAJLHAS PeadnIuTALMS

Opronenuueckaa koppekuusa npu CMT umeer Henocpen-
CTBEHHOE 3HAYEHUE JJIs1 KauecTBa XOIbOBbL.

[Tpu cBucaroleil crore NPUMEHSIOTC UHIUBUyaJIbHbIE TO-
neHocronHele opre3bl (AFO), koTopele yaydIIaioT MOJ0XEHUE
CTOIIBI B (pa3e nepeHoca U yMEHbUIAIOT PUCK CIIOTBIKAHUS.

ITpu nosoii crorne n HeCTaOMIIBHOCTU TOJIEHOCTOITHOTO CYCTa-
Ba TMOIOMPAIOTCS OpTOTieInIecKasi OOyBb U CTEJIbKH, 00eCTeur-
Balolue 6osee paBHOMEpHOe pacipereeHre Harpysku. Heoo-
XOAMMO PETryJISIpHO MTPOBEPATh OTCYTCTBHUE U30BITOYHOTO JJaABJIe-
HMS HA OT/IEJIbHbIE YYACTKHU CTOIIBI.

IIpn BBIpaXeHHBIX (PUKCUPOBAHHBIX JE(POPMALMAX MOKET
paccMmaTrpuBaTbCsl XUpyprudeckas koppekuus. Perenue ocHo-
BBIBAETCS Ha OLIEHKE MBIILIEYHOro OanaHca, rmokocTH aedpopma-
MM Y IPEAIoIaraeMoro (pyHKIMOHAIBHOTO pe3yJIbTara.



JIJ1s1 MaleHTOB CO C1a00CThI0 KUCTEH MTPUMEHSIIOTCS aJarTy-
POBaHHbBIE MUCbMEHHBIE MMPUHAJIEKHOCTH, YTOJIIEHHBIE PYKO-
SITKU U TIPUCTIOCOONIEHU I, 0OJIeryaoliye ObITOBbIC JeVCTBUS.

Opronenuyueckue CpeicTBa CiaeyeT OlIEHUBATh B IBUKEHUMU:
TEeXHUYECKH TPAaBUJIBHO U3rOTOBJIEHHBIN OpTe3 He Beeria ooec-
MEYNBAET ONTUMAJIBHYIO MTOXOAKY KOHKPETHOTO MallMEHTA.

7. PeabujuTanusi Ipu CHCTEMHBIX
U COIMYTCTBYIOIIUX HAPYIIEHUAX

[Mpu 6onpimHCTBE pactpocTpaHéHHbIX hopm CMT Benyeit
npoOneMoit ocra€rcst nepudepuyeckas JBUraTesIbHO-4yBCTBU-
TeJbHAasA HEeMpomnaTvsA. 3HAYMMOE MOpaXeHUE CEpALa W AbIXa-
TEJIbHON MYCKYJIaTyphl He SIBJIsIeTCS 00s13aTeIbHBIM MPOSIBJICHU-
eM 3a00J1eBaHusl.

OnHako Mpy HEKOTOPBIX PENKUX I'€HETUYECKMX BapUaHTaxX
BO3MOJKHBI JIbIXaTesIbHasl CJa00CTh, HAapyILEHUsl CHA, Mopaxe-
HME TOJIOCOBBIX CKJIQJIOK U JIONOJTHUTEJIbHBIE HEBPOJIOTUYECKHE
CUMIITOMBI.

[Tpu nosiBieHUM HEOOBSCHUMOM ONIBIIIKM, HOYHOW MITOBEH-
TWISLMY, U3MEHEHHU s roJloca UM CTPUIOpa HeoOXoArMa CIielu-
JIM3MPOBaHHAS OLICHKA.

OTaenbHOrOo BHUMAaHUSI —3acilyKUMBaeT Heporarnyeckast
60J1b, KOTOpasi MOKET MPOSIBJISATHCS KKEHUEM, IMOKAIbIBAHUEM
WM OOJIE3HEHHBIMHU OLIYIEHUSAMH B CTOIAX U KUCTSIX.

Koppek1s 6051eBOro cuHipomMa JOJIKHA YYUThIBATh €ro Mpo-



ucxoxjaenue. [Ipu BbIpaxeHHOW HEMpONaTUYeCcKOr OO MOTYT
NOTPeOOBATHCS CHEUATU3NPOBAHHBIE JIEKAPCTBEHHBIE METOJIBI,
a TIpY MEeXaHMUYEeCKOW 0oy BeeaCcTBrE AeopMaIiii CTOIbI —
U3MEHEeHUE OPTONeMUECKON MOIEPKKH.

8. IIpoTuBONOKA3aHUSA U OTPAHUYEHH S

[MIpu npoBedgeHuM peadUIUTAIIM OCOOYI0 OCTOPOKHOCTh
HEOOXOIUMO COOMIONATh Y MAIIEHTOB C BBHIPAKEHHBIM CHIKE-
HIEeM OOJIeBOM, TeMITepaTypHO 1 TPONPUOLIENITUBHON YyBCTBH-
TEJIbHOCTH.

VHTEHCHBHBIE TETUIOBBIE MPOLIEAY B, Ype3MEpPHOE JIaBJICHIE
¥ TPaBMUPYIOIIHE MAHUITYJISIIIAN MOTYT TIPUBECTH K TTOBPEK/Ie-
HUSIM TKaHel, KOTOpbIe TAIllMeHT CBOeBPEMEHHO HE 3aMETHT.

Crnenyet n3berath ynpaxHeHUH ¢ BBICOKMM PUCKOM Ta/ICHUS
0e3 CTpPaxOBKH, OCOOSHHO TPH HAPYIIEHHOM KOHTPOJIE MOJIOXKe-
HUS CTOIL

[Ipu BBIpaXeHHBIX AeOopMalUAX HEXeTaTeIbHbl IUTENb-
Hble Harpy3ku B Hemopxopsieid oOysu. IlosiBneHue Hatépro-
CTel, y4aCTKOB TIOKPaCHEHUsI WK OOJIe3HEHHOCTU TpedyeT mpo-
BEPKH OPTE30B U KOPPEKIIUHU JBUTATEIHHOTO PeXUMA.

VIpaxHeHusl, BbI3BIBAOIIME [UIUTEIbHOE YXYIIICHUE MbI-
IeYyHO! (PYHKIIMH, HEOOXOOMMO nepecMaTpuBath. [Ipy miaHu-
pPOBaHMM JIEUEHUsI COIYTCTBYIONIMX 3a00IeBaHUI Bpay JIOJKEH
YUUTHIBATh TOTEHIMAIBHYI0 HEHPOTOKCHYHOCTh OTIEBHBIX Jie-
KapCTBEHHBIX MPeraparoB.



9. PexoMeHJa1iuu NanueHTy U POJCTBEHHUKAM

[Tatmentam ¢ CMT pekomennyercs exXeHEBHO OCMaTpUBaTh
CTOITBI, 0COOEHHO TPH BHIPAKEHHOM CHMKEHUW YyBCTBUTEIBHO-
ctu. BaxHO cBOeBpeMeHHO OOHApYKUBATh MOBPEXICHUS KOXH,
MO30JIM U YYaCTKU TOBBILIEHHOTO IaBJICHUS].

OOyBb [OJKHA COOTBETCTBOBATH (pOpPME CTOIIBI, OOECIIeUr-
BaTh YCTOMUYMBOCTh U HE CO3aBaTh JOMOJHHUTEIBHOTO TPEHHMS.
[pu ucrob30BaHUU OPTE30B HEOOXOMMMO MEPUOTUIECKH MTPO-
BEPATh UX MOCAMKY.

J1s moBbIIIEHNS O€30IIaCHOCTH JOMa sKelaTeabHO 00ecre-
YUTh XOPOIIee OCBEIIEHNE, YCTPAHUTh MPEMSITCTBUS HA MOy U
IPEelyCMOTPETh OMOPBI B MECTaX TOBBIIIEHHOTO PUCKA MaIeHUH.

Ipu cnaboctu KucTel nosie3Ha aganTalys ObITOBBIX MTpeaAMe-
TOB, MO3BOJISAIONIAS COXPAHATh CAMOCTOSITEIBHOCTh 0€3 MOCTO-
STHHO¥ TTOMOIIA POJCTBEHHUKOB.

[Mockombky CMT mpeactaBisier coOOH HAC/IEICTBEHHYIO
rpymiy 3a00JieBaHUi, NMALMEHTY U WIEHAM CEMbU MOXET ObITh
PEKOMEHIOBAHO ME/IMKO-TeHETUYECKOe KOHCYIbTUPOBAHHE.

10. 3akiaouenue

bonesnp Iapko-Mapu-Tyra ommyaerca codeTaHueM [U-
CTaJIbHOM MBIIIIEYHOM CJIa00CTH, HAPYILICHUI 1yBCTBUTEILHOCTH



Y XapaKTEePHBIX OPTONEIUIESCKIX U3MEHEHHUI CTOTI.

[MpakTuveckass TIEHHOCTh peabWIMTAIIMU  3aKJII0YAeTCS
Ipex/ie BCEro B KOPPEKIMU TOXOAKH, CBOEBPEMEHHOM TOA00-
pe opTe30B, COXpaHEHUH (PYHKIIMM KUCTEH W TIPeayIpeKaeHuN
OCJIO)KHEHUI CHUKEHHON UYBCTBUTEIBHOCTH.

PeabwimranimonHasi mporpaMma JO0JDKHA YYHUTHIBATh KOH-
KPETHBI TeHETUUYECKUI TIOJITHII, BBIPAXKEHHOCTh aKCOHAJILHOTO
nopakeHus1 ¥ (PyHKIIMOHAJIbHBIE BOZMOKHOCTH maiueHTa. Oco-
0oe 3HaYeHHe UMEET CorllacoBaHHasl paboTa HeBpoJora, peadu-
JIUTOJIOTa, OPTOMEIa U CIIEIUATUCTA [0 OPTE3UPOBAHMUIO.

Baaoumup Maneuxuti | 36.6 — 366 Orneti 6 200y | Puzuueckas
mepanusi NPU 2eHeMUUeCKUX 3a00Ne8aAHUSIX



I'naBa 9. HaciencrBeHHas
crnacTuyeckas napanJjermus

Yacmo II. Hacreocmeennvie 3a001€6aHUsL HEPEHOU CUCHEMbL
Hacaeocmeennaa cnacmuueckas napanaezus (Hereditary
Spastic Paraplegia (HSP) )

1. O6masn xapakTepucTHKA 32a00JIeBaHUST

HacneacreeHHas crnactuyeckasi maparvieruss — TIeHEeTHYe-
CKM HEOTHOPOAHAS TPyIa HEBPOJIOTMIECKUX 3a00IeBaHUH, Xa-
PAKTEPU3YIOIIMXCS TPEUMYILECTBEHHBIM [IOPAKEHUEM JIJTUHHBIX
JBUTATEJIbHBIX IPOBOAAIIMX IIyTe CHUHHOTO MO3Tra U IIOCTENEH-
HBIM Pa3BUTHEM CHACTUYHOCTU HUKHUX KOHEUHOCTEN.

[MaTonornveckuii mpolecc 3aTparvBaeT IMaBHBIM 00pa3oM
KOPTUKOCIIMHAJIBHBIE ITyTH, BCJIEACTBUE YETO HapylIaeTcsl LeH-
TpaJIbHasA PETYIALMS MBILLIEYHOIO TOHYCA Y IPOU3BOJIbHBIX [1BU-
JKEHUH.

BbIIeS10T HEOCIOKHEHHBIE (UACTBIE) U OCIIOKHEHHBIE (DOP-
Mbl HSP. IlepBbie nposBAAIOTCSA NPEUMYIIECTBEHHO CIIACTHYe-
CKMM I1apanape3oM, BTOpble MOT'YT CONPOBOXAATHCA JOIOJIHU-
TEJIbHBIMUA HEBPOJIOTMYECKUMU HAPYILIECHUSMU.

3aboneBaHne CBSA3aHO C MHOTOUMCIICHHBIMHU TeHETUIECKUMHU
BapuaHTaMu, BKJIIoYasi uaMeHeHus reHoB SPAST (SPG4), ATL1



(SPG3A), REEP1 (SPG31) u SPG7. Berpevatorcs ayTocom-
HO-JOMUHAHTHBIE, AyTOCOMHO-PEIIECCUBHBIE U X-CIIeTIJICHHbIE
(popmbl HacenOBaHUS.

[To maHHBIM 3MUAEMUOIOTMUYECKOTO MOJEINPOBAHUS, COBO-
KyIHasi paclpoCTPaHEHHOCTh HACJEICTBEHHBIX CHACTUYECKUX
Naparuieruii OleHNBaeTCs MPUOMM3UTENHHO B 3,6 ciydas Ha 100
000 Hacenenus. OLIEHKU PacpOCTPAHEHHOCTH OT/IEIbHBIX MOJI-
TUMOB, BKIouast SPG4, pa3nuyaiotcs B 3aBUCUMOCTH OT UCCIe-
JyeMOol MONyJSILMYA ¥ TPUMEHSIEMOUN METOAUKHU.

2. KiimHn4veckasi KapTuHa

OCHOBHBIM TPOSIBJICHUEM 3a00JIEBAHUS SIBJISIETCS TIOCTETICH-
HO HapacTamllas CKOBAHHOCTh HUXHHMX KOHEYHOCTEH, COIpO-
BOJKIAIOINASICS TIOBBIITIEHUEM MBIITIEYHOTO TOHYCA U 3aTPYIHEHH-
€M XOIbOBI.

[Tpy HEBpOJIOTMUYECKOM OOC/IEIOBAHUY BBISIBIISIIOTCS YCHIIe-
HUE CyXOKWIbHBIX PehIeKCOB, MATOJIOTMYEeCKHUEe CTOIHbIE 3HAKU
Y pa3JInyHasi CTETrleHb MBIIIIEYHON C1a00CTH.

[loxonka cTaHOBUTCS HANPSIKEHHOW, 3aMeJIJIEHHOW, HEPEJKO
C HeJOCTaTOYHBIM CTMOaHMEM HOT B KOJICHHBIX cyctaBax. [Ipu
BBIPQKEHHON CHNACTUYHOCTU TPUBOASIIUX MBI OEnep BO3-
MOXHO (pOpMHUpPOBaHUE TMEPEKPECTHOM, UM «HOKHHUIIEOOpa3-
HOW», MIOXOIKH.

[MareHTsl KaTyloTCsS Ha OBICTPYIO YTOMJISIEMOCTh TIPH XOJIb-
Oe, Oosie3HEHHbIE MBIIIIEYHbIE CTIa3Mbl, 3aTPYJIHEHUS TPU MOBO-



pOTax ¥ MPeoAOIEHUH MPENATCTBUN.

[lpn HeocnoXHEHHBIX (opMax MOryT HaOMOAAThCS Ha-
pyIICHUS] BUOPAIMOHHON YYBCTBUTEJIBHOCTH U MOYEHCITYCKa-
HUs1. OClIO)KHEHHBIE BAPUAHTHI JOMOTHUTENILHO COITPOBOKAAIOT-
cs atakcueu, nepudepuyeckor HelporaTue, KOrHUTUBHBIMU
HAPYIIECHUSIMU WY JPYTUMHU HEBPOJIOTMYECKUMU MPOSIBJICHUS-
MHU.

JluarHocTvka BKJIIOYaeT HEBPOJIOrMYeckoe oOcCleloBaHUe,
MPT ronoBHOro u CIIMHHOIO MO3ra JJISi UCKJIIOYEHUS PYIHX
MPUYMH CHACTUYECKOrO Mapanape3a U MOJIEKYJISIPHO-TEHETHYe-
CKOE TeCTUPOBAHMUE.

3. llesmn Me TUITHHCKOM peadnIHTANH

I'maBHas 3amava peadumuraru npu HSP — ywmeHblieHue
(pyHK1IMOHATIBHBIX TIOC/IEACTBUI CIACTUYHOCTH IPU COXPAaHEHUHU
JOCTATOYHOM MBIIIEUHON aKTUBHOCTH JJIsI CTOSTHUSI ¥ XOIbOBI.

OCHOBHBIMY HaNpPABJICHUSIMU SIBJISIIOTCS:

nojiiep’KaHre JOCTYITHOW aMIUIUTYIbl TBMKEHUN Ta3z00e[l-
PEHHBIX, KOJIEHHBIX U TOJIEHOCTOITHBIX CYCTaBOB;

MPEeNyNpPeKACHUE KOHTPAKTYP Y MATOJIOTMYECKUX YCTAHOBOK
KOHEYHOCTEN;

yJlydIlIeHHe YCTOMYMBOCTU U KOOPAMHALIMY MPU XOIbOE;

yMeHbllIeHre O0JIe3HEHHBIX CIIa3MOB;

COXpaHeHHe CIOCOOHOCTH CaMOCTOSITENIbHO BCTaBaTh, Iiepe-
MEIIAThCS ¥ BHIITOJHATH OBITOBBIC IEHCTBUS;



CHWKEHUE PUCKA MaJICHUI.

[Tpu onpenenenny 1iesielt HEOOXOAUMO YUUTHIBATh, YTO CHU-
’KE€HHE MBIITIIEYHOTO TOHYCA HE BCET/ja COMPOBOKIAECTCS YITyUllle-
HUEM JIBUraTeJIbHON (DYHKLIMU. Y OTAEJIbHBIX MAlMEHTOB MOBBI-
IIEHHBI TOHYC YaCTUYHO KOMIIEHCUPYET MBIIIEUHYIO0 CJ1a00CTh
Y TIOMOTaeT yIePKUBATh MOJIOKEHUE CTOSI.

It OObEKTUBHOM OIIEHKU MPUMEHSIIOTCS MOAUDUIIMPOBAH-
Has mkaita dmsopra (MAS), Spastic Paraplegia Rating Scale
(SPRS), Tect mecarumerpoBoii xonp0el 1 Timed Up and Go
(TUG).

4. Jleueonas pusKyIbTYypa

JleueOHas ¢uskyabTypa npu HSP HanpaBnena na mopuep-
’KaHVe TIOJIBMKHOCTH CYCTAaBOB, TPEHUPOBKY (DYHKIIMOHAIBHbIX
JBWKEHUN W YMEHBILICHUE BIIMSIHUS CIIACTUYHOCTY Ha TIOXOMKY.

J1l HUKHUX KOHEYHOCTEH MPUMEHSIIOTCS MEJIEHHbIE KOH-
TPOJIMpPYEMblE PACTSKEHHS MBIIIIL, CKJIOHHBIX K MOBBIIIEHHOMY
TOHYCY: NPUBOASILIMX MBI O€aep, crudareseil KOJeHHbIX Cy-
CTaBOB M MKPOHOXHBIX MBIIIL. PacTsokeHue BhIMonHseTcs: 6e3
PBIBKOB 1 O0JIE3HEHHOTO COIPOTUBIICHUSI.

Oco0o0e MeCTo 3aHUMAIOT YIIPAKHEHU S Ha KOHTPOJIb TIOJIOXKE-
HMS Ta3a, IepeHOC MacChl Tejla U YCTOMUMBOCTD PU U3MEHEHUH
HAaIpaBJIeHUs] ABKEHUS.

TpenupoBka Xoap0ObI BKJTIOUAET OTPAOOTKY IUIMHBI I1ara, To-
CTaHOBKH CTOITHI ¥ O€30MAaCHOTO MIPOXOXKICHHUS TIOBOPOTOB. [1pn



HEOOXOIMMOCTH MCIONIB3YIOTCSI IOPYYHU, XOMYHKH WA CUCTEMBI
YaCTUYHOW pa3rpy3Ku Macchl Teja.

[Ipn coxpaHHOW [JBUTATENBHON (PYHKIMU TMPUMEHSIOTCS
yIpakHEHUsI Ha YKperleHue MBIII-pasrudareneii Oenpa, cra-
OUIM3aTOPOB TYJIOBUIIA U APYTUX (PYHKIIMOHAIBHO 3HAUYUMBIX
MBIILIEYHBIX TPYIIIL.

Benorpenaxép u 1o3upoBaHHast a3pOOHAst aKTUBHOCTh MOTYT
UCTIOJIb30BAThCA J1s1 IOAJePKaHUSI BBIHOCIUBOCTH.

[TporpaMmy HEOOXOIUMO aIaNITUPOBATH K CTETIEHH CIIACTHY-
HOCTU M MBIITIeYHOU cradoctu. [IpogomkurebHOe yTOMIIEHHE,
YCUJICHHE CMa3MOB WJIM YXYIUIEHHE MOXOIKHU MOCJe 3aHSATUN
TpeOyIoT MepecMoTpa Harpy3KH.

5. Maccax u annapatHas pu3uorepanus

Maccax npu HSP paccmarpuBaercss Kak JONOJTHUTENBHBINA
MeToj1 0OJIErYeHus] MBIIIEYHOTO JUCKOM(pOpTa M OONE3HEHHBIX
Cra3MoB, OCOOEHHO B 00JIaCTH ToJleHe! u O6&nep.

[TpeanoyTuTebHBl MATKAE TEXHUKH, HE BBI3BIBAIOIINE pe-
(pnekTopHOrO YcrseHus MbILIEYHOTo TOHYca. IHTEHCHMBHOE pas3-
MHUHAHAE W OBICTPOE PACTSKEHHME CHACTUYHBIX MBI MOTYT
IIPOBOLIMPOBATh HEKEJIATEIIbHYIO IBUTATENIbHYIO PEAKLIMIO.

TENS MoeT ucnosib30BaThCsl MPU OTAETBHBIX OOJIEBBIX CHH-
apomax. Ilpumenenne NMES win (pyHKIMOHAIBHON JIEKTPO-
crumynsiumu (FES) paccmarprBaeTcs MHOAMBUAYAIBHO, B 4acT-
HOCTHU MPU HEJOCTATOYHOM ThUTLBHOM CTMOAHUH CTOIIBI BO BpeMsi



XOIBOBL.

DEKTPOCTUMYJISALIUS HE YCTPAHsIET FeHETUYECKYI0 MPUINHY
3a00J1eBaHusI; €€ BO3MOXHBIN 3(peKT orleHnBaeTcs o u3MeHe-
HUIO KOHKPETHOU (DYHKIIMM, HarTpUMep Oe30MacHOCTH U CKOPO-
CTU XOIbOBI.

TepaneBTUUECKU YyNbTPA3BYK, MH(paKpacHas Tepanus
MarHUTOTepanus He 0ONaJaloT JOKA3aHHOM CIIOCOOHOCTBIO 3a-
mMemATh pazeutue HSP. VX cumntomarnueckoe npuMeHeHue
TpeOyeT CaMOCTOATENTbHBIX TTOKA3aHUI U OLIEHKU KJIMHUYECKOU
TMOJIb3BI.

6. OpToneauueckasi u
(pyHKIMOHAJILHAA PeadnINTAIAA

Haubonee yactbie opronenuueckue npoodiaems! npu HSP cBs-
3aHbl C OTPAaHUYEHUEM ThUIBHOTO CTUOAHMS CTOIIbI, YKOPOUEHH-
€M MKPOHOKHBIX MBI U (POPMUPOBAHUEM KOHTPAKTYp HUXK-
HUX KOHEYHOCTEN.

[Ipy HapylIeHUN NONIOXEHNSA CTONBI B (ha3e MepeHoca MOryT
IPUMEHATHCA rosieHocTonHble opTe3sl (AFO). VX KoHCTpyKIMA
noaOUpaeTcsi C yYETOM COOTHOILIEHUS CHACTUYHOCTH, MBIILIEeY-
HOW CJIaOOCTH ¥ YCTOMYMBOCTH KOJICHHOTO CyCTaBa.

[lpy 3HAUMTENHHOM OrpaHUYEHUHM XOABOBI HMCIHOJB3YIOTCS
TPOCTH, XOAYHKHU U ApPyrue cpeictsa nepeisrkenus. Ilpu Bbl-
pPaXXEHHOM CHMKEHUH MOOWJIBHOCTH paccMaTpuBaeTcs Moadop
Kpecia-KOJIACKH.



dyHKIMOHANBbHAS peabWInTallds BKJIIOUAeT TPEHUPOBKY
BCTaBaHUS CO CTYJ1a, OE30IMaCHBIX IOBOPOTOB, MPEOJOJICHHS TIO-
POTOB U MepeMeIeHUS] MEXIY PA3IMIHBIMU MTOBEPXHOCTSIMH.

[Tpu copmMUpoBaBIIMXCS KOHTPAKTypax MOXET MOoTpedo-
BaThCsl opToreauyeckasi Koppekius. Perenue o xupypruye-
CKOM BMEIIATeIbCTBE MIPUHUMAETCS MOCIIE OLEHKH MBIIIEYHOTO
OasaHca, XxapakTepa MOXOJKU U BO3MOKHOTO BJIMSIHUS OTIEpaliin
Ha CaMOCTOATEIbHOCTb MAIIUEHTA.

7. PeabmimmTanus Npu CHCTEMHBIX
U CONMYTCTBYIONMIUX HAPYIIEHUSIX

[Tpu ocnoxuéHHbIX (popmax HSP, ocobeHHO CBA3aHHBIX C
SPG11, cnenyer ueneHanpaBieHHO OLEHUBATh (PYHKIIMIO IJIO-
TaHWS: KJIMHUYECKU 3HaYMMas AucQarvs BbISBISETCS y 3HAUU-
TEeJIbHOU YacTH TaKUX MAIMEHTOB U TpeOyeT CBOeBPEMEHHOM JIO-
roNeJUYeCcKON OLIEHKU U KOPPEKLIUY TUTAHUS.

OpnHOM U3 XapaKTepHBIX COMYTCTBYIONIMX mpodiem npu HSP
SIBJISIETCS HapyILIeHUe (PyHKUIMY MOYEBOTO ITy3bIpsl, MPOSIBIISIO-
nieecs yJaleéHHbIM MOYEUCITYCKaHUEM, UMIIEPAaTUBHBIMU TO3bI-
BaMU WIU HEJIEpPKAHUEM MOYH.

[Tpu mosiBNIEHUU STUX CUMITOMOB HEOOXOAMMA ypOJIOTHYe-
cKas oueHka. [1o nokazaHusam npuMeHSI0TC MEIUKAMEHTO3HAS
KOPPEKIMs U MHAUBUAYAIbHASI [TpOrpaMma KOHTPOJISI MOYEHC-
MyCKaHUSI.

Il yMeHbIIEHUs] BBIPAKEHHOUW CIIACTUYHOCTH MOTYT HC-



NOJIL30BAThCSl OaKIO(eH, TH3aHUAWH U Ipyriue aHTUCTIACTUYe-
ckue npenaparsl. [1py JIOKaTbHOM MOBBIIIIEHUH MBIIIEYHOTO TO-
HyCa pacCMaTpPUBAIOTCSI MHBEKIIMUA OOTYJTMHUYECKOTO TOKCHHA,
a MpU TSAKEION FeHEePAIM30BAaHHOM CIIACTUYHOCTH — WHTpaTe-
KaJIbHOE BBe/ieHue OakjiogeHa.

MevkamMeHTO3HOE CHUKEHHMe TOHyca Tpedyer (PyHKITHO-
HAJIBHOTO KOHTPOJIS, TIOCKOJIbKY Ype3MepHOe pacciiablieHue
MBILIL] MOKET YXyAUIUTh YCTOMYMBOCTh MAIIUEHTA.

[Mpu ocnoxuénnbix dpopmax HSP peabunuranmonnast mpo-
rpaMMa TakKe JOJDKHA YUUTBIBATH ATAKCHUIO, MEPU(PEPUUYECKYIO
HENPONATUIO, HAPYILIEHUS] PEYU M KOTHUTUBHBIX (DYHKIUH.

8. [IpoTuBONOKAa3aHNs U OTPAHUYEHHST

I[Tpu peabunuranuu naiueHtos ¢ HSP Heo6xoaumo uzderars
PE3KHUX MACCUBHBIX ABUKEHUI U (POPCUPOBAHHOIO PACTSIKEHUA
CIACTUYHBIX MBIIIILI.

Oco0y10 OCTOPOXKHOCTh TPeOYIOT YNpaKHEHUs, BBHINOIHsE-
Mble €3 OIOpbl, €CJIU MALMEHT UMEET BbIpaKeHHbIE HapYIIEHUS]
PAaBHOBECHS WM CKJIOHHOCTb K NAJICHUAM.

[lepen yBennuenneM (prU3MUECKOM HArpy3KH CIIEAyeT OLIEHU-
BaTh MBILLEYHYIO CUJTY, BBIPAKEHHOCTh KOHTPAKTYp M HaJM4ue
00JIEBBIX CHH/IPOMOB.

CHukeHue CIIaCTUYHOCTH HE JOJIKHO CTaHOBUTBLCS CaMoLle-
asio. [Tocne BBeeHNs OOTYIMHUYECKOTO TOKCHHA WJIM U3MEHe-
HUS1 aHTUCIIACTUYECKOH Tepanuu HeoOXOJMMO MOBTOPHO OLIEHH-



BaTh CIIOCOOHOCTD MAIEHTa CTOSITh U XOIMTh.

[Tpu mosiBIeHUM HOBO# OBICTPO HAPACTAIOIIEH CITA00CTH, 3HA-
YUTEJIHHOTO HAPYIIEHUS] YYBCTBUTEIBHOCTHA UM PE3KOrO yXY/I-
IIEHUsI MOYEHCITyCKaHusI TpeOyeTcst IONOIHUTENTbHOE 00Cie/10-
BaHUE IS UCKJIIOYEHUS IPYTOi HEBPOJIOTMUYECKOM TaTOJIOTUH.

9. PekomeH1a1[uy MAMEHTY U POACTBEHHUKAM

[MareHTaM peKOMEeHAyeTCsl OIEPXKUBATH PETYIISIPHYIO IBU-
raTesibHyl0 aKTUBHOCTD, Yepeiysl YIpaXHEHUsI Ha TIOIBIKHOCTh
CYCTaBOB C TPEHUPOBKOW (DYHKIIMOHAJILHBIX HABBIKOB.

Oco0oe BHUMaHuE HEOOXOIUMO YAEIATh OE30MacCHOMY Tepe-
JBWKEHUIO TI0 HEPOBHOM TOBEPXHOCTH, JIECTHHUIIAM U TIOMeTIIe-
HUSIM C OTPAaHMYEHHBIM ITPOCTPAHCTBOM.

IIpu BbIpakeHHOW CMACTUYHOCTU BaKHO M30€rarb JJIUTEINb-
HOTO MpeObIBaHKS B TIOJIOKEHUSIX, CIIOCOOCTBYIOIINX 3aKperie-
HUIO MATOJIOTMYECKUX YCTAHOBOK KOHEYHOCTEH.

PojicTBeHHMKAM ClieyeT MoMOraTh MallueHTy COXPaHSITh JIBU-
raTteJibHyl0 CaMOCTOSITEJIBHOCTb, HE 3aMEHssl JIOCTYITHbIE eMy
JEUCTBUS TOCTOSTHHOM MOCTOPOHHEN MOMOLIBIO.

[Ipy mosiBNIeHNM YYaIIEHHOTO MOYEUCITyCKaHUs, OOJe3HeH-
HBIX MBIIIEYHBIX CMa3MOB WM CYIIIECTBEHHOTO U3MEHEHUs TI0-
XOIKM HE0OX0AMMO MH(POPMUPOBATH JIEUAIlIEro Bpaya.

Menuko-reHeTHueckoe KOHCY/IbTHPOBAHUE PEKOMEHIYeTCs
MAIeHTaM M POJICTBEHHUKAM C yYETOM YCTAHOBJICHHOTO TeHe-
THUYECKOTO BApUAHTA U TUTIA HACIIEIOBAHMSI.



10. 3akiaouenue

HacnenctBeHHasi cmactuyeckasl maparvierusi MpeiCcTaBisieT
cOOOM TpyIy reHeTHIeCKUX 3a00JIeBaHMi, TTPU KOTOPBIX BEIY-
MMM JIBUTATEJIbHBIM HapylIeHUeM CTAaHOBUTCS TIOCTENIEHHO pa3-
BUBAIOIIASICS CIIACTUYHOCTb HUKHUX KOHEUHOCTEH.

OcoOeHHOCTb peadrITUTAIINK 3aKJTI0YAETCsl B HEOOXOIUMOCTH
noAepKUBaTh (DyHKIIMOHATBHOE PAaBHOBECHUE MEXK]Ty CHUKEHH-
€M TaTOJIOTMYECKOTO MBIIIIEYHOTO TOHYCA M COXPAHEHUEM MbI-
IIEYHON aKTUBHOCTH, HEOOXOAMMOM /I CAMOCTOSTENILHOTO TIe-
PEIBIIKEHUSI.

[IpakTueckas 3(pPEKTUBHOCTD JICYEHUS ONPEIEIISAEeTC HE
TOJILKO YMEHBIIICHHEM CIaCTUYHOCTH, HO TPEsKe BCEro coxpa-
HEeHreM 0e30IaCHOU XOIbObI, MOIBUKHOCTU CYCTABOB U CIIOCO0-
HOCTH TMaIlMeHTa BBITIOJTHATH MIOBCETHEBHBIC ICHCTBUSA.
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I'naBa 10. Arakcusa ®puapeixa

Yacmw 1. Hacnedcmeennvie 3a001e6aHUSL HEPBHOL CUCTEMbL
Arakcusi ®punapeiixa (Friedreich Ataxia (FRDA) )

1. O6masi xapakTepucTUKa 3a00J1eBaHUA

Atakcua ®pugperixa — HaCJIEICTBEHHOE HeMponereHepa-
TUBHOE 3200JIeBaHUE, XapaKTepU3yIolleecs MPOrpecCUpyoM
HapyIllIEHUEeM KOOpPIWHALMU JBUKEHUN, TOPaKEHUEM IPOBO/S-
HIMX MyTel COMHHOTO MO3ra, neprudepruieckoil HEpBHOM CUCTe-
MBI U psijia BHYTPEHHUX OPraHoB.

B GonblunHCTBE citydaeB 3aboiieBaHre 00YCIOBEHO MATONO-
T'MYECKUM yBeJIM4YeHHeM yuciia moBTopoB GAA B 06enx KOMusix
reHa FXN, pacnonoxkeHHOro Ha JeBATON XpOMOCOME. ITO MpU-
BOJIMT K HEJJOCTATKy OeJika (ppaTakCMHA U HAPYIIEHHIO MUTOXOH-
JPUAIBHBIX MpOLEccOoB. THUIT HACAEJOBAaHUSI — ayTOCOMHO-pe-
[IECCUBHBI.

B crpaHax ¢ nperMylLEeCTBEHHO €BPONENMCKUM HaceleHUEM
pacIpoCTpaHEHHOCTh aTakcuu Ppuaperixa OLEHUBAETCA IPH-
omuzutensHo B 0,5—1,8 cyvas Ha 100 000 HaceneHus: B 3aBU-
CMMOCTH OT JUarHOCTUYECKUX KpuTepueB. I1okaszarenn 3ameTHO
Pa3IMYaIOTCA MEXK/y PErMOHaMHU.

3aboneBaHye OObBIYHO MPOSIBIISETCS B IETCKOM WJIM MOIPOCT-



KOBOM BO3PacCTe, XOTsI CYIIECTBYIOT (hOpMBI ¢ O0JIee MO3AHUM Ha-
yasioM. [IporpeccupoBanue NBUratesIbHbBIX HApYLIEHUM HEpes-
KO COMPOBOXK/IAETCS KapAUOJOIrMUYECKUMHU, OPTONEIUIECKUMHU 1
9HJIOKPUHHBIMU OCJIOKHEHUSIMHU.

2. KiimHn4veckasi KapTHHA

Haubonee xapakTepHbIM MPOSIBIIEHUEM SIBJISIETCS ITPOTPECCH-
pyoonias aTakcus — HApyLIEHUE COITIACOBAHHOCTU IBWKCHUM,
COIPOBOXKJAIOIIEECS] HEYCTOMYMBOCTBIO MTPU CTOSIHUU U XOb0e.

[Toxonka CTaHOBUTCSI HIMPOKOOA3HOW, HEPUTMUYHOM, C OT-
KJIOHEHUSIMU TYJIOBUILA B CTOPOHBI. [lallMeHT MCHIBITHIBAET 3a-
TPYAHEHUs IIPU MOBOPOTaX, U3MEHEHUN CKOPOCTH JBWKECHUS U
BBI[TOJTHEHUY TOYHBIX JIBUTATEJIbHBIX 33 JaHUM.

[Topaxenue 3alHUX KaHATMKOB CIIMHHOIO MO3ra U 4yBCTBHU-
TEJIbHBIX HEPBHBIX BOJIOKOH NMPUBOAUT K CHIKEHHUIO BUOpalu-
OHHOM M CYCTaBHO-MBILIIEYHOM YyBCTBUTEJILHOCTH. B pe3ynbra-
Te MAlMEHT XYXe ONpeesisieT MONoKeHNe KOHeYHOCTel Oe3 3pu-
TEJILHOI'O KOHTPOJIA.

[To mepe mporpeccupoBaHMs MOABISIOTC JUCMETPUS, UH-
TEHLIMOHHBIY TPEMOP, AU3APTPUS U CHUKEHUE TOYHOCTH JIBUKE-
HuM pyK. Cyx0oxusbHbIE peIIEKChl HUKHUX KOHEUHOCTEW 4acTO
OTCYTCTBYIOT, OIHAKO MOTYT COXPaHATbCS MATOJIOTMYECKUE TIH-
paMUIHBIE 3HAKU.

XapakTepHbl CKOMO3, Ae(OopMauuy CTOI, B TOM YHCIIE PES
cavus. Bo3moxHbI runeprpoduyeckas KapAuOMUONATUS, APUT-



MUH, HAPYIIEHUS CIyXa, [JIOTAHUS U YIJIEBOJHOTO OOMeHa.

JnarHo3 moATBEpPKIAETCS MOJIEKYISIPHO-TeHETUYECKUM KC-
cinenoBanueM FXN ¢ 0043aTelIbHON OLIEHKOM 9KCITAHCUM TTOBTO-
poB GAA.

3. Ilesmn Me TUITHHCKOM peadnIHTANH

PeaGuiuranimonHasi crparervsi HarpapjieHa Ha COXpaHEHHe
KOOpIMHAIMY, (DYHKIIMOHAJIBHON MOOWIIBHOCTH M CaMOCTOS-
TEJIbHOCTY NAlMEHTA MPU OJHOBPEMEHHOM KOHTPOJIE CUCTEM-
HBIX OCJIOKHEHUM.

OCHOBHBIE 327]a41 BKJIIOYAIOT:

yydilleHue PaBHOBECHSI U TOYHOCTU MPOU3BOJIBHBIX TBUXKE-
HUM;

nojiiepskaHre CocoOHOCTH OE30MacHO CTOATh, XOOUTh U Me-
HATb NIOJIOKEHUE Tea;

COXpaHeHHe (PYHKIIMOHAJIBHBIX BO3MOKHOCTEN BEPXHUX KO-
HEYHOCTEN;

popUIAKTUKY MaJIEHUN U TPABM;

MpeayIpeXIeHUe BTOPUYHBIX KOHTPAKTyp U OrpaHUYEHUI
TIO/IBUKHOCTH;

aJIanTaiyio OBITOBOM AaKTMBHOCTU TPHU IMPOTPECCUPYIONIEN
aTakcuu;

MOAJIEPKAHUE BBIHOCIMBOCTU C YYETOM COCTOSIHUSI Cepied-
HO-COCYJIUCTOM CUCTEMBI.

J17151 0OBEKTUBHOTO HAOJIONIEHH ST KCTIONB3YIOTCS IITKaJIa OlIeH-



K1 M peituHra arakcuu SARA, monuduiimpoBaHHas IIKaia
onieHku arakcuu @puaperixa (mFARS), a Takkxe pyHKIIMOHAIb-
HBIE TECTHI XOIbObI U PABHOBECHSI.

OreHnBaTh HEOOXOAMMO HE TOJIBKO BBIPAXKEHHOCTh aTaKCHH,
HO U ClIOCOOHOCTH MAIMEHTa CAMOCTOATEILHO TPHHUMATh TTHIILY,
OJIEBAThCS1, EPEIBUraThCS U MOJIb30BATHCS MPEAMETaMHU.

4. Jleueonas (pusKyIbTYypa

OCHOBO ABUTaTeIbHOW peadMIUTAllK SIBJISIOTCS YIIpakKHe-
HUA HA KOOPAUHALIMIO, JUHAMUYECKOE PABHOBECUE U KOHTPOJIb
TIOJIOKEHM A TYJIOBUILA.

Ha paHHMX cTagusax NpUMEHSIOTCA IBMKEHUA C 33aJaHHOU
TOYHOCTBIO: KacaHhue 0OO3HAYEHHBIX TOUEK PYKOW WJIM CTOIIOH,
KOHTPOJIMPyEMOE NIEpEMELIIEHNE KOHEYHOCTEN 1 IIOCIIEIOBATENTb-
HOE BBIIIOJIHEHHE MHOTOKOMITOHEHTHBIX JBUTATEIbHBIX 3a1aHUH.

TpeHupoBKa paBHOBECHUS IPOBOJUTCS C IIOCTEIIEHHBIM U3Me-
HEHMEM ILJIOLIAIM OIOPbl, HAIPABJICHUS IBUXEHUS U MOJIOKE-
HMA LeHTpa TsokecT. [Ipy BeIpakeHHON CEHCUTUBHOM aTaKCUU
HEOOXOIMMO YYMTHIBATh 3aBUCHMOCTb YCTOWYMBOCTH OT 3pH-
TEJIBHOI'O KOHTPOJIA.

JU1 XO#sYMX NAlMEHTOB UCTIONIB3YIOTCS YIIPAKHEHUS Ha U3-
MEHEHUe JUIMHBI 11ara, peojoJieHue HeOOobIINX NpensTCTBUM,
6e3omacHbple TOBOPOTHl M XOIbOY C BHEITHUMH OPHEHTHPAMH.
CreneHpb CTpaxOBKH OINPENENSAETCA PUCKOM MaICHUS.

I[1pu yTparte caMOCTOATEIBHOM X01b0BI peabHIUTALIS COCpe-



JOTOYMBAETCSI HA KOHTPOJIE CUJICHUsI, TIEPEHOCE MACCHI TeJa, Tie-
PEMENICHUSIX MEkK1y TOBEPXHOCTSIMU U COXPAHEHUH (DYHKIIUO-
HAJIbHBIX ABMKEHUH PYK.

VipakHeHus1 ¢ HeOOJBIIIUM COMTPOTUBJICHUEM U JO3MPOBAH-
Hble a9pOOHbBIE HArPY3KM MOTYT BKJIIOUATLCSl B MPOrPaMMy I10-
CJie OLEHKM cepiaevyHor (pyHKUIUU. [TpomoKuTebHOCTh 3aHs-
THI OnpeessseTcsl IepeHOCUMOCTBIO M KAUeCTBOM JIBHMKEHH, a
HE KOJINYECTBOM MOBTOPEHHIA.

5. Maccax u annapatHas pu3uorepanus

Maccax npu arakcuu ®puapeiixa MOXKET HCHOJIb30BATbCS
IJ1s1 OOJIeTYeHrs] BTOPUYHOTO MBIIIEYHOTO AUCKOMQOpTa, BO3-
HUKAIOLLETO0 BCJIEACTBAE W3MEHEHHOU IOXOJKH, JIUTEIBHOIO
CUIIEHUS WIHA OPTOIEINYECKUX AeOpMalHil.

[Ipu HapylIEHHOU MTPOIPUOLIECTIIIMU MACCaX HE BOCCTAaHABJIM-
BAeT yTpauyeHHbIM MEXaHU3M KOOPIVHALIMY U HE TOJDKEH NOAMeE-
HATh CIEUMAIA3UPOBAHHYIO ABUTaTEIbHYI0 TPEHUPOBKY.

TENS ponyctMo paccMarpuBath MpU COMYTCTBYIOMIUX OO-
JIEBBIX CHHIPOMAX IIOCJE OLIEHKM YyBCTBUTEJIBHOCTH KOXHU U
IIPOTUBOITOKA3aHU M.

HepsHo-MmbliieyHas snekrpoctumyisiiust (NMES) He siBis-
€TCs CTaHJAPTHBIM METOIOM KOPPEKLIMM aTtakcuu. E€ nmpuMeHe-
HUE TIPY OTIEJIbHBIX JIBUTATeIbHBIX HAPYIIEHUsIX TpeOyeT MHIM-
BUJIyaJTLHOTO (DYHKITOHAIBHOTO OOOCHOBAHHSI.

HauGorpiiee 3HaueHre B peaOWIMTAIIM MUMEIOT aKTHBHBIC



KOOPAMHALIMOHHBIE 3aHATHSA, TPEHHPOBKA PABHOBECUS U aJlall-
Talysl ABUTATENIbHBIX HABBIKOB. YOEIUTEbHBIX J0KA3aTeIbCTB
CMOCOOHOCTH YJIbTPA3BYKOBOM, MH(PAKPACHON MJIM MarHUTHOM
Tepanuy U3MEHATh TeUeHue aTakcuu Ppusipenixa Her.

6. Opronequueckas u
(pyHKIIHOHAJLHAS PeadnIuTALMS

Ckonmo3 u gepopMaly CTon OTHOCATCS K YaCThIM OpPTOIIe-
JUYECKUM OCJIOKHEHUsIM atakcuu dpuaperixa.

B mepuon pocta HEOOXOAUMO PEryJIsipHO OLIEHUBATh COCTO-
sTHUE TTIO3BOHOYHHMKA, TTOCKOJIbKY MPOTPECCUPYIOIIEE UCKPUBIIE-
HUE MOXET YXYIIIaTh YCTOMYMBOCTD TYJIOBUILA, MTOJIOKEHUE CH-
J51 ¥ IbIXaTesibHYI0 (DYyHKIMIO.

[Tpu nedpopmanvsx CTOM U HECTAOMIIBHOCTU TOJICHOCTOITHBIX
CYCTaBOB MOIOMPAIOTCS UHIMBUAYaJIbHbIE OpTe3bl U 00yBb. VX
3a7a4a — o0ecreuynTbh MEXaHUYECKYIO MOJJIEPXKKY, He co3/1aBast
JOTIOJTHUTENIbHBIX OTPAHUYEHUN AJIs1 TBUKEHUSI.

[aieHTamM ¢ mporpeccupymolield HeyCTOMYUBOCTHIO MOTYT
NoTpeOOBaTbCsl XOMYHKM, a BIOCIEICTBUU KPEC/IO-KOJSICKA C
MOAJEPKKOW TYJIOBUILA U MOAXOALIEN CUCTEMOW CUIICHUS.

dyHKIMOHANBHAS  peaOuuTalis  BKJIIOYAET —aJarTaruio
MUCbMEHHBIX TPUHAJICKHOCTEH, CTOJIOBBIX MTPUOOPOB U OBITO-
BbIX YCTPOMCTB MPY AUCMETPUU U TPEMOPE.

[Ipu paccMOTpeHMHM XMPYPrUYeCKOM KOPPEKLMH CKOJIMO3a
HEeoOXoI1Ma KOMILJIEKCHAS TIPeIoNepaluoHHast OIleHKa, 0COOeH-



HO COCTOSIHUSI Cep/Illa U JBIXaTeIbHON CUCTEMBbI.

7. PeaOuauranusi NPpU CHCTEMHBIX
H CONMYTCTBYIOIUX HAPYIIEHUAX

Kapnuonornueckue OClOXHEHUsI UMEIOT 0co00e 3HaueHue
npu arakcun Ppugpeiixa. ['mneprpoduyeckas kapauomuona-
TS U HApyIIEHUs1 pUTMa MOTYT OrPaHUYMBATh MIEPEHOCUMOCTD
(usnyeckux Harpysok.

PexomeHayeTcs1 Kapauoaornyeckoe HaOoIeHre ¢ IpoBejie-
HueM IKI' u sxokapauorpadum rmpy ocTaHOBKE AUArHO3a U HE
pesxe onHoro pasa B rofl. [Ipu cepaeunbIx cumnroMax Tpedyercst
BHEIUIAHOBAs OLIEHKA.

BceniecTBue pricka HapyIlieHHs YIJIEBOAHOTO oOMeHa HeoO-
XOIMMO PeryJIsipHO KOHTPOJIMPOBaTh MIIOKO3y KpoBu 1 HbAlc.
[Ipu BBISBIEHMM caxapHOro auadera MporpaMMmy (hU3MYECKOM
AKTUBHOCTH COIJIACOBBIBAIOT C SHJOKPHHOJIOTOM.

Huzaptpust TpeOyeT JIOroneanyeckon peaOuIuTalluy, Ha-
NIPaBJICHHO! Ha yJydllleHue pa300pUYMBOCTU PEU U UCTIONB30-
BaHUE KOMITEHCATOPHBIX CTPATETUil OOIICHMSI.

Hapyienus miotaHusi MIMPOKO PacHpOCTPaHEHbl MPU aTak-
cumn @pupperixa. B omHOM U3 UccaenoBaHUI CUMIOTOMBI AUcha-
ruu otMedanch y 98% o6cnenoBaHHbIX marmeHToB. OcoOyio
OIACHOCTh MPEACTABJISAET MOIYaIMBasl aclupalus, MpoTeKaro-
mas 6e3 3aUTHOro Kanuis. PyHKIUIO IOTAHUSA HEOOXOIMMO
OLICHUBATh PEryJIsIpHO, B TOM YHCIIE TIPU OTCYTCTBUU BbIPaKEH-



HBIX ka100. [Tpy mono3peHny Ha acMparyio MoKa3aHo UHCTPY-
MEHTAJIbHOE UCCJIEIOBAHUE IJIOTAHUS, IOCKOJIbKY KJIMHAYECKAS
OLIEHKa He MO3BOJISIET HA/IEKHO UCKJTIOUUTD €€.

Ha no3anux cranusx 3a00sieBaHr sl yYUTHIBAIOTCS BO3MOXXHOE
CHUKEHHE JIBIXaTebHOTO pe3epBa, HapyIIeHUs CHa M TOTped-
HOCTb B PECHIMPATOPHON MOJACPKKE.

Crienmuyeckas JiekapCTBEHHasl Tepanusi paccMaTpyBaeTCs
HEBPOJIOTOM OTAEIbHO OT PeabWIMTAIIMOHHOW IMPOTrpaMMBl, C
YUETOM JISHCTBYIOIIMX B CTPAHE MMOKA3aHUM U JOCTYITHOCTH IIpe-
MaparoB.

8. [IpoTuBONOKAa3aHNsI U OTPAHUYEHMHSI

OCHOBHbIE OrpaHUYEHUS CBSI3aHBI C HAPYIIEHHEM PaBHOBE-
CUsl, CHUKEHUEM IIIyOOKOM UYYBCTBUTEIBHOCTH M BO3MOXKHBIM
NOpakeHUeM Cepaiia.

Henomyctumsl yripaXHEHHUs C BBICOKMM PUCKOM TajieHHsI O6e3
COOTBETCTBYIOIIEH cTpaxoBKH. [Ipy BbIpakeHHON aTaKCUHU HE0O-
XOAUMO M30eraTb CaMOCTOSITEIBHOTO BBIIIOJIHEHUS CIIOKHBIX KO-
OpIVHAIIMOHHBIX 33JaHUI HA HEYCTOMYMBOM MTOBEPXHOCTH.

[pu KapIMOMHONIATHY, APUTMHSIX WU TIPU3HAKAX CEPIeUHOM
HEJ0CTATOYHOCTA MHTEHCHMBHOCTD (DU3UYECKUX HArPy30K Ompe-
JeNsieTcs Mociie KapauoIorMuecKoi OLEHKH.

[MosiBnenue 6oy B Tpyau, 0OOMOPOKA, BHIPAKEHHON OJIBIIITKA
WM cepaueOneHnsl BO BpeMs 3aHATHI TpeOyeT HeMeJICHHOTO
NpeKpaIieHu s Harpy3Ku U MEAUIIMHCKON OIIEHKH.



[Tpy 3HaUMTENBHOM CKOJIMO3€ U AepopMalMsaX CTON CAeLyeT
n30eratb TPABMUPYIONIMX MAHUTYJISIMNA M yITPaXKHEHUH, BHI3bI-
BAaIOIMX YPE3MEPHYIO0 MEXaHUUYECKYIO HArPY3KY.

9. PekomeHJanuy ManueHTy H POACTBEHHUKAM

JomarHss peaOwiIMTallMOHHAs MporpaMma JOJKHA BKJIIO-
YaTh peryJsipHble Oe30MacHble YIPaKHEHNUS Ha KOOPAWHALUIO 1
NOAJEPKAHUE TOCTYITHOU JBUTATEIBHOU AKTUBHOCTH.

B xuioMm nomerieHUM HEOOXOAUMO YMEHBIINTh PUCK Majie-
HMIA: 00€CrIeunTh XOpolllee OCBEILEHUE, UCII0JIb30BaTh HECKOJIb-
3511 MOKPBITHS ¥ IPEIyCMOTPETh YCTOMUMBBIE OMIOPHI B HE0O-
XOIUMBIX MECTAX.

[Tpu 3aTpyaHEHUH CaMOCTOSITEILHOM XOIbObl BaKHO CBOEBpE-
MEHHO NOJ00paTh TEXHUYECKHE CPEJCTBAa MEpEeABUKEHUs, He
JOXU/1ASCh TIOBTOPHBIX TPaBM.

PozncTBeHHMKaM crietyeT oOpariaTh BHUMaHUE Ha I3MEHEHUE
peuu, NOosIBJIEHUE MONEPXUBAHUS IPU €€, IOBBIIIEHHYIO YTOM-
JIAEMOCTD U CEPAECYHO-COCYAUCTBIE CUMIITOMBI.

Perynspnoe HaOmoieHre y HEBpoJIora, Kapauosora, OpTore-
Ja ¥ IPyTUX CIEUUAIACTOB IT03BOJISIET CBOEBPEMEHHO U3MEHSATh
PEadUIMTAIIMOHHYIO IPOrPamMMy.

MeauKO-TeHETUYECKOe KOHCYJIbTUPOBAHUE PEKOMEHIYETCS
NALMEHTY U CEMbE C YYETOM 2y TOCOMHO-PELIECCUBHOTO XapaKTe-
pa HacJIeIOBaHUS.



10. 3akiaouenue

Artakcust Opujpeiixa npeacraBiseT coOON HACIeICTBEHHOE
HellpoJereHepaTBHOE 3a00IeBaHue, IPU KOTOPOM HapyIIeHUS
KOOPAMHAIIMY COYETAIOTCS C IOPaKeHUEM YyBCTBUTEIILHBIX ITPO-
BOJISIIIMX MyTEN U CUCTEMHBIMU OCJIOKHEHHUSIMU.

Oco6eHHOCTh MEAUIIMHCKON peabuIUTAIiN 3aKJII0UaeTcsl B
HEOOXOMMOCTH COUETaTh TPEHUPOBKY KOOPAWHAIIMU U PABHO-
BECHS C OPTONEVUECKON TOACPKKON M Pery/IsspHbIM Kapauo-
JIOTUYECKUM HaOJTI0IEHUEM.

['maBHbIM KpuTepreM 3(P(GEKTUBHOCTU peaOrIUTAIIN SIBIISI-
eTcsl COXpaHeHe (PYHKIIMOHATIBHON CaMOCTOSITEIbHOCTH Tallu-
eHTa, 0e30MacHOCTH TIepEeBIKEHHUS] U CIIOCOOHOCTH Y4acCTBO-
BaTh B TIOBCETHEBHOM KU3HHU.
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I'maBa 11. ATtakcuga-TeJieaHTIIKTA3ZUA
(cuaapom JIyn-bap)

Yacmo II. Hacreocmeennvie 3a001€6aHUsL HEPEHOU CUCHEMbL
Arakcus-tejieanrudkrasusa  (cuagpom  Jlym-bBap)
(Ataxia-Telangiectasia (A-T) )

1. O6masn xapakTepucTHKA 32a00JIeBaHUST

Atakcusi-TeJleaHrM9KTa3usl — PeKOe HACIEACTBEHHOE MYJIb-
THCHCTEMHOE 3a00JIeBaHIe, XapaKTepU3YIOIIeecs: POrpecCupy-
IOUIMMU HEBPOJIOTMYECKMMHU HapyIIEHUSIMU, UMMYHOJE(pUIIM-
TOM, MOBBILLIEHHON YYBCTBUTEIBHOCTBIO K MOHU3UPYIOLIEMY W3-
JIYYEHUIO U MPEAPACTIONIOKEHHOCTHIO K 37I0KaY€CTBEHHBIM HOBO-
00pa3oBaHUSIM.

3aboneBaHue 00yCIOBIEHO OMATUIEIBHBIMY TATOT€HHBIMU 13-
MeHeHussMU reHa ATM, pacrnonoXeHHOro Ha OAMHHAALIATON
xpomocome. Kogupyemsiii UM OesIOK y4acTBYeT B paclo3HaBa-
Huu nospexaenui [JHK w perynauuum kneroyHoro orsera Ha
HUX. Tun HacneqoBaHUsT — ayTOCOMHO-PELIECCUBHBII.

[To onmyOIMKOBAaHHBIM SMUAEMUOTIOTMYECKMM OlIEHKaM, 4a-
croTta 3a00JIeBaHUsI COCTABIISIET MPUOMU3UTENBHO OIUH CIydai
Ha 40 000-100 000 yenoBek; B OTACIIbHBIX HOIMYJISALUSIX BCTPE-
yarotcsi 6oiee HU3KKE NOKa3aTesu.



Beigensor kiaccuuyeckyio (popmMy ¢ paHHMM HA4aJloM U Bbl-
PasKeHHBIM [TPOrPECCUPOBAHNEM HEBPOJIOTMUECKUX HAPYIIIEHUIA,
a Tak)Ke BapraHTHbIE (POPMBI ¢ OOJIee MATKUM W aTUITUYHBIM
TEUEHUEM.

2. KiimHn4veckasi KapTHHA

[lepBble MpU3HAKK KJIACCUUYECKOW aTaKCUM-TEJICAaHTUIKTa3UN
OOBIYHO BO3HUKAIOT B pAHHEM JIETCTBE, KOTIa peOEHOK HAUMHAET
CaMOCTOSITEJIbHO CTOSITh M XOOUTb.

XapakTepHbl HEYCTOMYMBAsI TTOXO/IKA, HAPYIIIEHUE KOOPAUHA-
MU TYJIOBUIIA, 3aTPyJHEHUE TOUYHbIX JBUKEHUN PYK U MOCTe-
NIEHHO Hapacrtaionias arakcusi. [lo mepe pasButus 3abosneBa-
HUSI MOTYT MPUCOEIUHSTHCS AU3APTPUS, TUCTOHUS, XOpende-
CKMe JBUKeHUs U nepudeprdeckast HelpornaTus.

Oco00€ TMarHoCTUYECKOE 3HaUEHHE UMEIOT TeJIEAHT MK Ta3u1
— pacHIMpPEHHbIE IOBEPXHOCTHBIE COCY/Ibl, HEPEIKO 3aMETHBIC
Ha KOHBIOHKTHUBE IJ1a3 U Koxke. OHU MOTYT MOSIBJISATHCS MO3/IHEE
MIEPBBIX HEBPOJIOTUYECKHX CUMIITOMOB.

Y HEKOTOpBIX MALMEHTOB BBIABJIAIOTCA IVIA304BUTATE/IbHAS
ampakcusi, 3aTpyaHeHus (pUKCAalMd Y NEPeBOAA B3IMsAga. IJTU
HapPYILIEHUS OCJIOKHSIIOT BBIIIOJTHEHUE 3PUTEIbHO KOHTPOJIUPYe-
MBIX JIBUTATEJIbHBIX 3aJaHUI.

MIMMyHONIOrMYecKre HapyIlIEHUsl MPOSIBISIIOTCS TOBBIILIEH-
HOW BOCIIPUAMYMBOCTBIO K MH(EKIMAM, OCOOCHHO JIbIXaTelTh-
HBIX MyTeld. BO3MOKHBI XpOHUUYECKHE OPOHXOIETOUHBIE OCTIOK-



HEeHMs1, HAPYIIEHUsI MMTaHUsI U [JIOTaHUSI.
JIMarHoCTUKa OCHOBBIBAETCS HA KJIMHUYECKUX MPOSIBJICHUSIX,
UMMYHOJIOTHYECKOM OOCIIeJOBAaHWH, OIpeseieHnn aibga-de-
toriporerHa (AFP) u MonekyasipHO-TeHETUUECKOM HCCIIeIoBa-
Huu ATM. Tlositiennbii AFP siBisieTcst XapakTepHbIM, HO He
CaMOCTOSITEJIbHBIM AUATHOCTUYECKUM KPUTEPUEM.

3. llesin Me TUITUHCKOM peaduIuTaANN

PeabunuTalinoHHass mporpaMma HarpaBjieHa Ha COXpaHeHue
(pyHKIIMOHATIBHBIX BO3MOXKHOCTEHM TallMeHTa C 00sA3aTeIbHBIM
YU4ETOM UMMYHOJIOTHYECKUX U PECTTUPATOPHBIX PUCKOB.

OCHOBHBIMU 3a/1a4aMU SIBJISIIOTCSI:

NIOfI/IepKaHUE KOHTPOJIS TIOJIOKEHH ST TOIOBBI M TYJIOBUIIIA;

yAy4llleHUe YCTOMYMBOCTU U COIJIACOBAHHOCTU JIOCTYITHBIX
IIBYKEHUN;

COXpaHEHHE HABBIKOB CAMOCTOSITEJIbHOTO TEpEeIBUKEHUs 1
caMoOOCTyKUBAHUS;

npopUIaKTUKA KOHTPAKTYP U BTOPUYHBIX OPTONEIUYECKUX
OCJIOKHEHU;

YMEHBIIIEHUE PUCKA NAICHUN;

noepxanue 3(PEeKTUBHOTO IbIXaHUs U OYUIIECHUS JbIXa-
TEJIbHBIX ITyTeu;

npenynpexiaeHue (PyHKIIMOHAIbHBIX MOCIEACTBUI Hapylle-
HUM TJI0TaHMS.

[Ipu olieHKe pe3yIbTaTOB BaKHO YUUTHIBATH HE TOJILKO BbIpa-



JKEHHOCTb aTaKCUH, HO U MEPEHOCUMOCTD TTOBCEIHEBHOMN aKTHB-
HOCTHU, YaCTOTYy PECIUPATOPHBIX OCJIOKHEHUN U CTEereHb He0O-
XOIUMOH MOMOIIIH.

Jst HaOMmoAeH!s 32 KOOpAWHAIIMEW MOTYT HCIOIb30BaThCs
LIKaJIbl aTakcuy, BKiovyasg SARA, oqHako MX pe3yJsbTarhl Clie-
JYET AOMOJHATh OLEHKOM PEabHbIX JBUTATEIBHBIX BO3MOKHO-
cTeil peOEHKa.

4. JleueoHnas pu3KyIbTYypa

JlBuratenbHas peaOUIMTALUS TNPU ATAKCHU-TEIEaHIMIKTa-
3UU CTPOUTCS MPEUMYIIECTBEHHO BOKPYI KOHTPOJIA TYJIOBUIIIA,
(byHKIIMOHATBHON KOOpPIUHAIIMK ¥ OE30MaCHOTO BBHIOTHEHUS
NIOBCEAHEBHBIX IBUKEHUM.

Ha paHHuX cTajuax NPUMEHSIOTCA UTPOBBIE YIIPAXKHEHUS C
V3MEHEHUEM IOJIOKEHUS Tejla, KOHTPOJIMPYEMBIM IEPEHOCOM
Beca M JOCTHKEHHEM IIpeaMeToB pykamu. IIpu HapymeHumsax
I71a30/IBUraTeIbHOM KOOPAMHALMY 3a/1aHus alalTUPYIOT TaKUM
o0pa3oM, YTOOBI Upe3MepHast 3pUTesIbHAsl Harpy3Ka He 3aTpyil-
Hs1J1a BBITIOJIHEHUE JIBUKEHUH.

Jl1 XOOAYMX MALMEHTOB UCHIONB3YIOTCS TPEHUPOBKA YCTOM-
YUBBIX [IOBOPOTOB, N3MEHEHUE HAIPABJICHUS 11ara ¥ MPOX0XKae-
HME KOPOTKMX MapLIPyTOB ¢ HEOOXOJUMOW CTPAXOBKOM.

[Tpu nporpeccMpoBaHUM JBUTaTEIbHbIX HAPYILEHUH aKLEHT
NIEPEHOCUTCS HA YCTOMYMBOCTD CUJIEHUS, CAMOCTOATENIbHBIE T1e-
pEMELIEHUs], COXpPaHEHWE (PYHKLIMM BEPXHMX KOHEYHOCTEW W



NpeayIpeKAeHUe KOHTPAKTYP.

Msrkue ynpakHeHUs1 Ha MOJIBUKHOCTb CYCTAaBOB COUETAIOTCS
C JIOCTYITHOM aKTUBHOM Harpy3kou. ITpopomkuTesibHble UHTEeH-
CHBHBIE 3aHATHS HelleJeco0Opa3Hbl IPY BHIPAKEHHOUM yTOMJIsIe-
MOCTH, PECTIMPATOPHBIX CUMITTOMAX WJIH OOIIeM YXYIIIEHU! CO-
CTOSIHUSI.

[Tpu BBIOOpE MecTa MPOBEACHUSI 3aHITHI YUUTHIBAIOTCS T1O-
BBIIIICHHBIA PUCK WMH(MEKIMI U HEOOXOAUMOCTh OTpaHUYCHUS
KOHTaKTOB C JIObMH, UMEIOITUMH TPU3HAKK 3apa3HbIX 3a00J1e-
BaHUIA.

5. Maccax u annapatHas (pu3uorepanus

Maccax MOXeT MPUMEHSITHCS 17151 OOJIeTYeHHUsI COITYTCTBYIO-
I1IEr0 MBIIIEYHOTO AUCKOM(OPTA U YJIyUIIEHUS [IEPEHOCUMOCTH
NO3ULIMOHUPOBAHNS, OHAKO HE OKa3bIBAET JOKA3aHHOIO BJIUS-
HUS Ha HEWPOAETEHEPATUBHBIN ITPOLIECC.

VY nmanMeHToB ¢ BbIpakeHHOU ciabocThio, AedopmanusMu
WIN CHUKEHMEM MAacChl TeJa MPEIOYTUTENIbHbI MATKUE TEXHU-
K1 6€3 TPaBMHPYIOILETO JIaBJICHUSI.

TENS MokeT paccMaTpuBaThCsl TPU OTIAETBHBIX OOJIEBBIX
CHUHJIPOMAax, HO HE OTHOCHUTCS K METOIAM JICYEHUs] OCHOBHOM
HEBPOJIOTMYECKOW IATOJIOTUH.

DNEKTPOCTUMYJIALMS MBI HE UMEET YCTAaHOBJIEHHOW 3(-
(peKTMBHOCTM B OTHOIIEHWM ITPOIPECCUPYIOIEN aTaKCUu U
JOJIKHA TPUMEHATHCS TOJIBKO IPU CAMOCTOATENIbHBIX (DYHKIIMO-



HAJIBHBIX [TOKA3aHUSX.

VibTpasBykoBasi, MH(ppakpacHass U1 MarHUTHasi Tepanus He
00JIa/1a10T I0Ka3aHHOW CIOCOOHOCTBIO U3MEHSATh TeueHHe 3a00-
neBanus. Ilepes HasHaueHUeM JIIOOBIX amIapaTHBIX MPOLEAYP
HEOOXOIMMO OLIEHUTb UX 11eJTb, 0€30MaCHOCTh M HAJIMUHE COITYT-
CTBYIOIIIUX OCJIOKHEHHM.

Cnenyer paznuyarbh (PU3MOTEPANIEBTUYECKUE IPOLIEAYPHl U
JAMarHoOCTUYecKoe oOydeHue: ocodast paJuouyBCTBUTEIBHOCTb
NALMEHTOB CBA3aHa IPEK/IE BCEr0 C MOHU3UPYIOLUM U3J1y4YeHH-
eM.

6. OpToneauueckasi u
(pyHKIMOHAJILHAA PeadnINTAIAA

[Tporpeccupyioliee HapyleHHe KOHTPOJIS TYJOBHUILA MOXET
CMOCOOCTBOBATh PA3BUTHUIO CKOIMO3a, HEMPABUIIBHBIX YCTAHOBOK
KOHEYHOCTE M 3aTPyJHEHUI MPpU AJIUTEIbHOM CUACHUM.

[Tpu HEOOXOMMOCTH UCTIONB3YIOTCS MHAVBUTYaJIbHBIE CHCTE-
Mbl CUJICHHSI, OPTONEANYECKHE OMOPBl U CPEACTBA MO3UIIMOHU-
pOBaHusl.

['oneHoctomnHble OpTe3bl MOAOMPAIOTCS ¢ YUYETOM XapakTepa
TIOXOJKHM U COITyTCTBYIOIEH MBIIIEYHOUN ciadoctu. Mx mpume-
HEeHHUe JOJDKHO OOJierdarh NnepeBIKeHre, a He JOTIOTHUTEIBHO
OrPaHUYMBATh JAOCTYIHbIC JBMKEHHUS.

[To mepe yBenuyeHus: prcKa NMaJeHUN MOXET MOTpeOdOoBaTh-
cs1 Kpeclio-Kofsicka. Ero cBoeBpeMeHHbIi mogoop Mo3BOIISIET CO-



XPpaHsATh yU9aCTHe MallMeHTa B 00y4eH!H, OOIIIEHUH U TTOBCE/THEB-
HOU JeSTeJIbHOCTH.

[Ipy HapyllleHUM TOYHOCTH JABWKEHUN PYK MPUMEHSIOTCS
aJIalITUPOBAHHbBIE CTOJIOBbIE TMPHOOPHI, MUCHMEHHBIE TTPUHAJI-
JIE)KHOCTH U BCTIOMOTaTeJIbHbIE YCTPOWCTBA.

Pemenne o XUpypruueckon KOPpEeKIUHU TSKETBIX OPTOINEAU-
YeCKUX JedopMaluil MPUHUMAETCS MOC/Ie KOMIUIEKCHOU OLIeH-
KM COCTOSIHMSI JIbIXaT€JIbHOM CHUCTEMbl, UMMYHHOI'O CTaryca u
BO3MOXHBIX aHECTE3UOJIOTMYECKUX PUCKOB.

7. PeaOuauranusi NPpU CHCTEMHbIX
H CONMYTCTBYIOIUX HAPYIIEHUSAX

OpnHot 3 HanOosee cepbE3HBIX MPOOIeM MIPU aTaKCUU-TeJIe-
AQHTUIKTA3UU SIBJISIETCS COYEeTaHHe UMMYHOAEe(pUIIUTA U XPOHU-
YeCKUX 3a00JIEBAHUI JBIXaTEIbHON CUCTEMEL.

[ToBTOpHBIE UH(MEKIMH, HAPYILIEHHUS KAllIEBOTO MEXaHW3Ma
Y aCTIUpalsi MOTYT MPUBOAUTH K OPOHXOIKTA3aM U yXYAIICHUIO
(pyHk1MM NErKUX.

Pecriuparoprasi peaGuiutarsi BKIIIOYaeT OIEHKY 3¢dek-
TUBHOCTH KallUisi, 00y4eHue JOCTYIMHBIM TEXHUKAM OYUIIIeHUSsI
JbIXaTeNIbHBIX MyTel 1 MoAOOp BCIIOMOTaTeIbHBIX METOIOB Y/a-
JieHus1 OPOHXHAJIFHOTO cekpeTa. [Ipu HeoOXOAUMOCTH HCIOITb-
3yI0TCS CIIEUAJIbHBIE YCTPOMCTBA 1Sl TOMOILM TPH Kalllie.

HIMmmyHOIOrnuecKoe corpoBOXkICHUE MOXKET BKJTIOUATh 3aMe-
CTUTEJIBHYIO TEeparui0 UMMYHOIIOOYJIMHAMU U TPO(UIAKTHKY



MH}EKIMI M0 MHAUBUIYAJTbHBIM TTOKA3aHUSIM.

OpodapunreansHas aucgarvsi Mpyu aTakCUU-TEJICAaHTUIKTA-
3UM MOKET MPOrPecCUPOBATh U MOBBIIIAET PUCK ACITUPAIMOH-
HBIX PECIMPATOPHBIX OCJIOKHEHWI. Acnipals UHOIA IpoTe-
KaeT 0e3 3alUTHOTO Kaluisl, TOTOMY MY MOBTOPHBIX ITHEBMO-
HUSIX WK YXYAIICHUU JIbIXaTeIbHON (DYHKIMH HEOOXOIUMO Tie-
JICHATPaBJIEHHO OIIEHWBaTh OE30IMACHOCTb IJIOTAHMS Jaxe MpU
OTCYTCTBHHU kan0o0 Ha nonepxuBaHue. [1o mokasaHusM MpoBo-
JSATCSI UHCTPYMEHTAJIbHAS OIIEHKa [JIOTaHMS, JIOTOIeInYecKast
KOPpEeKMs, aJanTalys KOHCUCTEHIMU NUIIW W HYTPUTHUBHAS
MOJ/IEPKKA.

Ocoboe 3HaueHre UMEeT MOBBIIIIEHHBI PUCK 37I0KAYeCTBEH-
HBIX HOBOOOpA30BaHUM, IPEK e Bcero TMMQOM U JIelKo30B. [1a-
IIUEeHTHI HYKJIAIOTCS B CHISITUATN3UPOBAHHOM HAOTIOICHUH.

Bcnencreue Hapyiienui Bocctanosnenus JJHK crannapthbie
MOAXO/bl K JIy4eBOM TEpanvu M HEKOTOPbIM IPOTUBOOITYXOJIe-
BBIM ITperaparam MOTyT COITPOBOKAATHCS BbIPAKEHHOW TOKCHY-
HOCTBIO U TpeOyIOT BeIeHUSI CTIeIUATCTAMU, UMEIOIIUMHU OTIBIT
JIEYEHU s IAHHOW MaTOJIOTUH.

8. [IpoTuBONOKAa3aHNs U OTPAHUYEHHST

KioueBoe orpaHnyeHue npu aTakCUU-TEJICAaHTUIKTa3UU CBS-
3aHO C IOBBIIIEHHOW YyBCTBUTEIBHOCTBIO K HMOHU3UPYIOILIEMY
U3JTy4EHHUIO.

PeHTreHonornvyeckue Uccie1oBaHusl U KOMITBIOTEpHask TOMO-



rpacdus IO BOBMOKHOCTH 3aMEHSIIOTCS METOJaMH 0e3 MOHW3H-
PYIOLLIETO U3JIyYEHHU s, BKJII0Yas YIbTPa3BYKOBYIO JUATHOCTUKY U
MPT. Ecnu uccrnenoBanue ¢ 00aydeHreM KU3HEHHO HEOOXOIU-
MO, pellieH’e MPUHUMAETCS UHAUBUAYAILHO ¢ MUHUMU3AIIMEN
JIO3HI.

JlyyeBast Tepamusi OOBIYHO TPOTHBOIOKA3aHA BCIIE/ICTBHE
pUCKa TSKENOTO MOBPEKICHUS TKAHEH.

[Tpu BeIpa’K€HHOM UMMYHOAE(DUIIUTE HEOOXOAUMO HU30eraTh
HEeoO03aTeNIbHBIX KOHTAKTOB C TAIIMEHTAMM, UMEIOIIMU OCTphIe
H(peKIU. AKTUBHBIM WH(EKIMOHHBIM TPOIECC, JMXOpaaKa
WIN JibIXaTeJIbHasi HeJJOCTaTOUHOCTh TPEOYIOT MepecMoTpa JIBH-
raTesibHOW MPOrpaMMBbl.

VYnpaxHeHus1 ¢ BBICOKUM PUCKOM MaJIeHU He JIOJIKHBI MPO-
BOJUTKLCSI 6€3 COOTBETCTBYIONIECH CTPAXOBKH.

[1pu BbIpaKeHHbIX HAPYHIEHUSIX IJIOTAHUSI HEIOMYCTUMBI 3a-
HSTHS cpa3y Mocjie KOPMJIEHUSI, €CJIU TI0JIOKEeHUe Tejla WK UH-
TEHCUBHOCTb HAIPY3KHU YBEJIMUMBAIOT PUCK ACITUPALIMU.

9. PekomeH1a1[uy MAMEHTY U POACTBEHHUKAM

Cembe HEOOXOOMMO OOBSICHUTD, YTO pEaOUIUTAITNS TIPH aTaK-
CHU-TEJICAHT 9K Ta31H JIOJDKHA YUUTBIBATH HE TOJIBKO JIBUTATETb-
Hble HAPYIIEHWS1, HO ¥ COCTOSTHUE UMMYHHOM U JIBIXaTeJIbHOM CHU-
cTeM.

JlomariiHue 3aHsATHs ClIeAyeT IPOBOIUTh PETyJISIPHO, HCIIONb-
3ysl KOPOTKHE (DYHKIIMOHAJIbHBIE 3a[aHMsi, COOTBETCTBYIOIIIE



BO3MOKHOCTSIM peOEHKaA.

BasxHO CBOEBpeMEHHO aJanTHPOBaTh OOCTAHOBKY IS TIPETy-
NpeX/JICHUS TIaJICHU, COXPAHATh CaMOCTOSITEIbHOE yYacThe B
OBITOBBIX JIEUCTBHUAX M KOHTPOJIMPOBATH IPABIIBHOCTD ITO3MIIU-
OHUPOBAHHMSI.

PoncreeHHrKaM ciieryeT oOpaliaTh BHUMAaHWE Ha JJTUTETb-
HBII Kalllesib, TIOBTOPHBIE pecrMpaTopHble MH(EKIINU, U3MEHEe-
HME XapaKTepa JIbIXaHWs1, TIOTIEPXUBAHUE MIPU eI U HEOObSICHU-
MOE CHMKEHHE MacChl TeJia.

[epen mpoBeneHMeM MEAMIIMHCKUX MCCIIEJOBAaHUN HEOOXO-
JIMMO COOOIIATh CIEIMAIMCTaM O TMarHO3e U MOBBIINIEHHOW pa-
JMOYYBCTBUTEILHOCTH TIAITUEHTA.

Meuko-reHeTHYeCKoe KOHCYJIbTUPOBAHUE PEKOMEHyeTC s
CeMbe C YIETOM ayTOCOMHO-PEIIECCUBHOTO HACIEIOBAHMS.

10. 3akaouenune

ATakcusi-TelleaHIM9KTa3usl MpeACTaBiser coOOM Hacnel-
CTBEHHOE MYJIBTHCUCTEMHOE 3a00JieBaHue, TPU KOTOPOM IMpO-
I'PECCUPYIOIIIME HEBPOJIOTMYECKHE HAPYIIEHUsI COYETAIoTCs C
MMMYHO/Ie(PULIUTOM, PECTIMPATOPHBIMU OCJIOKHEHUSIMU U ITOBbI-
IIEHHBIM OHKOJIOTYECKUM PUCKOM.

PeaGunuranimonHasi cTparerust I0JKHA YYUTBIBATb OCOOEH-
HOCTH JIBUTATEILHOTO Pa3BUTH S, OE30MACHOCTh TUTAHMUSI, COCTO-
STHUE AbIXaTeJIbHOW CUCTeMbl U OIpaHUYEHUSsI, CBSI3aHHBIE C Pa-
JIMOYYBCTBUTEILHOCTHIO.



OcHoBHasI 3a/1a49a METUITMHCKON peaOuIMTAIIUY 3aKJTI0YaeTCsT
B COXPAHEHUH JIOCTYIMHBIX (DYHKIIUMN, TPEIYNPEKACHUN OCTIOK-
HEHUH U 00ecTieueHN MaKCUMaJIbHO BO3MOXKHOTO YJYacTHs Tia-
IIMEHTA B MOBCEIHEBHOU KU3HU.

Baaoumup Maneukuii | 36.6 — 366 Oneii 6 200y | @usuueckas
mepanusi NPu 2eHeMU4ecKUx 3a001e6aHUSX



I'nmaBa 12. boJe3Hp I eHTUHITOHA

Yacmw 1. Hacnedcmeennvie 3a001e6aHUSL HEPBHOL CUCTEMbL
boae3nn I'enrunrrona (Huntington Disease (HD) )

1. O6masi xapakTepucTUKa 3a00J1eBaHUA

bone3np ['eHTMHITOHA — HACIEICTBEHHOE MPOrPECCUPYIO-
1iee HelpoaereHepaTUBHOE 3a001eBaHNe, XapaKTepu3ylolieecs
COYETAaHUEM [IBUTATEJIbHbIX, KOTHUTUBHBIX U MICUXMYECKUX Ha-
pYLLIEHUI.

[MpuauHOii 3a001eBaHus SIBISETCS MaTOOTMIECKOe YBeTye-
Hue yncia noropoB CAG B rene HTT, pacrionoxeHHOM Ha yer-
BEPTOU XpoMocoMe. | eHeTnUeckoe n3MeHeHHe MPUBOIUT K 00-
Pa30BaHMIO MATOJIOTUIECKOT0 OeJIKa TEHTUHT TUHA, HapyIIIaIoIe-
ro (byHKIIMIO HEUPOHOB, MPEUMYIIECTBEHHO B 00nacTi 6a3aib-
HBIX [AHIJIMEB U KOPbI FOJIOBHOTO MO3ra.

Tun HacnegoBaHN sl — ayTOCOMHO-JOMUHAHTHBIW. [1py Hanmm-
YUK MATOT€HHOrO BapUaHTa I'eHa y OIHOTO U3 POAUTENEN BEepo-
SITHOCTb €r0 Tepeiaun KaxaoMy peOeHKy cocrarisier S0%.

Pacnipoctpan€HHOCTh 00sie3HU ['@HTHHITOHA CyILECTBEHHO
paznuuaercss MexJy NonyiasiusMu. B cTpaHax eBpornenckoro
peruoHa 3MUAEMUONIOTMUECKUE MOKA3aTeId HEOIHOPOIHbI, YTO
MIOITBEPIKIAETCSI CUCTEMAaTUIeCKUMK o630pamu. B crpanax Ad-



puku 1oxxHee Caxapsl, cornacHo metaananmuzy 2025 roga, 00b-
eMHEHHAS OIIEHKA PAaCIpPOCTPAHEHHOCTH COCTaBJISIET TTPUOIIH-
3utesbHO 2,8 cinyydas Ha 100 000 HaceneHusl.

[lepBbie cMMITOMBI OOBIYHO TOSIBIIAIOTCSA B Bo3pacte 30-50
JIET, OTHAKO CYILIECTBYIOT I0BEHUJIbHbIE (DOPMBI C HAYAJIOM B JIET-
CTBE WJIM TIOOPOCTKOBOM Bo3pacTe. 3a0ojeBaHue MMEET Ipo-
I'PECCUPYIOIIUI XapaKTep M IMOCTENIEHHO OrpPaHUYMBAET CaMO-
CTOSITEJIHOCTD MallUEHTA.

2. KiimHnyveckasi KapTHHA

Hawubornee n3BeCTHBIM ABUTATEIbHBIM IPOSIBIICHUEM OOJIE3HU
['eHTUHITOHA SABJSIETCS XOpesi — HEMPOU3BOJIbHBIE, HEPUTMUY-
HBblEe, OBICTpBIE TBUKEHHUSI KOHEUHOCTEH, JIUIIA U TYJIOBHUIIIA.

Ha paHHMX cTausIX OHU MOTYT BBITJISIAETh KaK HE3HAUNTE -
Has JBUTaTeIbHAs HEJIOBKOCTh WJIM OECIIOKOMCTBO. B manpHeNn-
IeM BO3HUKAIOT HApPYIIEHUs MOXOAKHU, KOOPAUHAIINU, YAepXkKa-
HUsI PAaBHOBECHS U TOYHOCTU TTPOU3BOJILHBIX JABMKEHUI.

XapakTepHbl 3aTPYIHEHUS TIPU HAvaJle ¥ TIOC/IeI0BaTeIbHOM
BBITIOJIHEHUY [IBUTATENIbHBIX JIEUCTBUN, 3aMeJlJIeHNe Peakluu 1
HapylIeHne KOHTPOJIs TOJIOKEHUS Tea.

I[To mMepe mporpeccupoBanusi 3a00JIeBaHKS MOTYT pa3BUBATh-
cs AWCTOHUsA, OpaAWKWHE3WsI U MBIIIeUYHass PUTHAHOCTD. [Ipu
IOBEHWIbHOU (DOpME PUTUIHOCTb U 3aMEJJIEHHOCTh JBUKEHUI
HEpeJIKo MpeoOIaJalT Hall XOpeer.

KorHutuBHbIE HapyIIeHUs] TPOSBISIOTCS CHM)KEHHEM CIIO-



COOHOCTH K IITAHMPOBAHUIO, KOHIICHTPAIIUA BHUMAHHUS W BbI-
MOJTHEHUIO TOCJIEAOBATENIbHBIX IEMCTBUM. BO3MOXHBI gemnpec-
CHsl, pa3IpaXUTEIbHOCTb, TPEBOKHOCTD, AllaTUs U U3MEHEHUS
TTOBEICHM .

Ha mo3mHux cragusx BO3HUKAIOT BbIPAXXEHHBIC HAPYIICHUS
peuw, TI0TaHW S, MUTAHUS U CaMOOOCITy KMBAHUSI.

JarHo3 moATBEepXkIAETCS MOJIEKYISIPHO-T€HETUYECKUM KC-
cnegoanueM HTT c onpenenenuem uncia nosropoB CAG.

3. Ilesmn Me TUITHHCKOM peadnIHTANH

OcHoBHas 3aj1aua peabuwmranuu npu Oone3nu ['eHTUHTTO-
Ha — MaKCHUMaJIbHO TIPOJOJIKUTENIHHOE COXpaHeHne (hyHKIIUO-
HAJIBHOM CAMOCTOSITEJTBHOCTH TMAIlMEHTa B YCJIOBUSAX COYETAaHHO-
IO JIBUraTeJIbHOrO U KOTHUTUBHOTO Jiecpurura.

KimioueBbIMU HaTIpaBIEHUSIMU SIBJISIIOTCS:

nojiiepkaHre CIIOCOOHOCTH O€30MacHO XOOUTh U M3MEHSTh
IOJIOKEHUE TeJIa;

yIydllleHHe YCTOMYUBOCTH MPH HETIPOU3BOJIBHBIX JTBUKEHH-
X

COXpaHEHHE (DYHKIIMOHAJIBHBIX IBUKECHUM PYK;

npeaynpexaeHue MaJeHAd U TPaBM;

nojiiepkanue (PU3MIECKOl BHIHOCIUBOCTH;

aJIanTanys JBUraTe/IbHbIX 3aJaHUI MPU HAPYIIEHUSAX BHUMA-
HUS U [IAMSITH;

coXpaHeHHe Oe30MacHOro MUTAHUS M JIOCTYIHBIX CIIOCOOOB



OOLLIEHUA.

Insa  oObekTMBHOrO Habmonenust wucnonb3yercss Unified
Huntington's Disease Rating Scale (UHDRS), Bkmouaromias
OLIEHKY /IBUTaTeJIbHbIX, KOTHUTUBHBIX M (DYHKIIMOHATbHBIX Ha-
pYILIEHUI.

Ocoboe 3Hauenne umeer Functional Capacity Score (TFC),
OTpaXAIOIUI CTEMeHb COXPAHHOCTH TMOBCEIHEBHOW CaMOCTOSI-
TEJIbHOCTH.

PeaGuntalinoHHbIe 11e/11 HEOOXOIMMO PEryJIsipHO IepecMmar-
pUBaTh IO MEpe M3MEHEHH S JIBUTATEITbHBIX M KOTHUTUBHBIX BO3-
MOKHOCTE} MallueHTa.

4. Jleueonas pusKyIbTYypa

Ha panHMX craausix 3a00jieBaHHs TPUMEHSIOTCS YIIpaKHe-
HMS Ha paBHOBecHe, (DYHKIIMOHAIBHYIO KOOPIMHALIWIO, TPEHU-
POBKY XOIbOBI U TOAJEpKaHUe OO (PU3NIECKON TOIr0TOB-
JIEHHOCTH.

Ocob6oe BHUMaHUE YIEISETC KOHTPOJIUPYEMOMY BCTaBaHUIO
CO CTyJIa, OCTAHOBKE JIBUKEHU I, U3BMEHEHUIO HAITPABJICHUS XOJIb-
ObI 1 6€30MaCHOMY TIPEOIOJICHUIO TTPETISITCTBUM.

A>3poOHbIe yIIpakHEHUsI B COUETAaHUH C YMEPEHHON CHUJIOBOM
HArpy3KOd MOTYT YJaydiarh (PU3MYECKYI0 MOArOTOBJIEHHOCTD
U BuraresibHpie (PyHKIUH. [Ipu 1OCTAaTOYHONM NePEeHOCMMOCTH
IIPENOYTUTENTLHBI PETYJISIPHBIC 3aHATUS C KOHTPOJIeM Oe3011ac-
HOCTH.



TpenupoBka Xoap0bI MPOBOAUTCS MPEUMYIIIECTBEHHO O] Ha-
omonenreM crienpanucta. [Ipu BeIpaXeHHOH Xopee MOTYT HC-
TI0JIb30BATHCS YCTOMUYMBBIE OTIOPBI, IOPYYHU U aJalITUPOBAHHBIE
CpeACTBa NEPEIBUKEHMUS.

BasxHast 0COOEHHOCTh — BIIMSIHUE KOTHUTUBHBIX HAPYILIEHUM
Ha 00y4eHue IBIKEHUAM. IHCTpYKIIMY JOJKHBI OBITh KOPOTKH-
MU ¥ NOHATHBIMU. CJI0KHBIE IBUTATENIbHBIE 3a/1a41 Pa3AessaIoT-
Cs1 Ha OT/IEJIbHbIE TIOCJIEIOBATEIIbHBIE JEVICTBHUS.

OnHOBpeMeHHOE BBINIOIHEHNE HECKOJIBKHX 3a/IaHUI CIIOCO0-
HO yXyAIIaTh YCTOMYUBOCTD Y MOBBIILATH PUCK MAJCHUN.

Ha no3aHux cragusx mporpamma CocpeioTounBaeTcs Ha 0e3-
OINACHBIX MEPEMEILEHUAX, KOHTPOJIE TIOJIOKEHUS TENlA, COXPaHe-
HUM JOCTYIHBIX aKTUBHBIX JBUKEHUN U MPO(pUIAKTUKE OCIIOK-
HEHWH MaJIONOABUKHOCTH.

5. Maccax u annapatHas (pu3uorepanus

Maccax MOXKET HUCIOJIb30BaThCS KaK JOIOJIHUTEILHBIA METO,
00JIerYeHusI MBIIIEYHOTO JUCKOM(OPTA, BO3HUKAIOIIETO BCIIe[I-
CTBUE TOCTOSIHHBIX HEIPOW3BOJIBHBIX [IBMKEHUH, HEYITOOHBIX
IIOJIOKEHUU TeJIa WJIM BTOPUYHOTO HAIIPSKEHU S MBbIIIIL.

[Ipu BbIpakeHHOW XOpee IMPOBENCHUE IMPOIEAyphl TpeOyeT
YCTOMYMBOrO MO3ULIMOHMPOBaHUS naruenTta. Ciaenyer usoerarsb
NPUEMOB, CIIOCOOHBIX BBI3BATh TPABMY MPH BHE3AITHOM HEIpO-
W3BOJILHOM JBUKEHUH.

TENS Moxer paccmarpuBaTbcs IIPU CaMOCTOSITEJIBHBIX CO-



MYTCTBYIOIMX OOJEBBIX CUHAPOMAX, HO HE SIBJISIETCS CIOCOOOM
KOPPEKLIMU XOPEM.

HepHo-MbiieuHas anexkrpoctumysiaimsa (NMES) He otHo-
CHUTCS K CTAHAAPTHBIM METOJAM JIEUEHUS] OCHOBHBIX JBUIATE Ib-
HBIX HapyIIeHUi npu 6osie3Hn I eHTHT TOHA.

VibTpasBykoBasi, MH(ppakpacHass U MarHUTHasi Tepanus He
UMEIOT yOeIUTEeNbHbIX J0KA3aTelbCTB CIOCOOHOCTU M3MEHSTh
TeueHue 3a00JIeBaHuU .

[Tpuoputer B przndeckoil peadrIMTaliy MPUHAJIEKHT aK-
THBHOW TPEHHPOBKE XOMbOBI, PABHOBECUS M (DYHKIIMOHAIBHBIX
JBUTraTeSIbHbIX HABBIKOB.

6. OpToneguueckas u
(pyHKIIHOHAJbLHAS PeaduIuTaAIHS

[Mpu Gone3nu [eHTHHITOHA MOTPEOHOCTH BO BCIIOMOTATENb-
HBIX CPEJICTBAX OIPE/IeJISIeTCs HE TOJbKO MBIIIEYHOH CJIA00CTBIO,
HO U BBIPA)KEHHOCTBIO HEMPOU3BOJIBHBIX ABUKEHUI, HAPYILIEHUI
KOOpIMHALIUY ¥ KOTHUTUBHOTO Je(pULIUTA.

[pu HectaGmiTbHOM X0IbOE IOAOMPAIOTCS XOAYHKH WA APY-
rue cpeicTBa noajepkku. Vx vcnonbs3oBanue TpeOyeT npejiBa-
PHUTEJIbHON OIIEHKHW CIIOCOOHOCTH MallMeHTa Oe30MacHO YIIpaB-
JIATb YCTPOVICTBOM.

Ha no3pHux cragusx MOxeT moTpeOoBaThCs KPecuo-KoJsICKa
C MHJVBU/IyaJIbHOM CUCTEMOU CHUAEHUSA U NOLAEPKKOU TYJIOBU-
mia.



[Tpu BeIpaskeHHOU XOpee 0c000e BHUMAHUE y/IENsIeTCs yCTOM-
YMBOCTU KOHCTPYKIIUH, MPO(UIAKTUKE COCKAIb3bIBAHUS U 3a-
IIATE OT TPABM MPU HEMPOU3BOJIbHBIX JBUKEHHSIX.

dyHKIMOHATbHAS peaOuIUTaIMS BKJIIOYAET aJanTalyio CTo-
JIOBBIX IPUOOPOB, ONEK/IbI, MEOEITH 1 OBITOBBIX YCTPOWCTB.

[Tpu HapymieHWSX TUIAHUPOBAHUS JEUCTBUI HCIONB3YIOTCS
TIOCTOSTHHASI TTOCJIE/IOBATENIBHOCTD TPUBBIUHBIX OIEPAIVid, 3pH-
TeJIbHBIE MMOJCKA3KHU U YIPOIIEHUE OKPYKaIoIei 0OCTAHOBKH.

['maBHas 11e71b aJanTalii — COXPAHUTh YJacTHe MaryeHTa
B TIOBCE/THEBHOU XWM3HU Oe3 HEOMpPaBJIaHHOTO OTPAHUIEHUS €T0
CaMOCTOSITEJTBHOCTH.

7. PeabuiaTanusi Npu CHCTEMHBIX
U COIYTCTBYIOIIMX HAPYLIEeHUSIX

[cuxuyeckue W MOBEICHYECKHE HAPYIICHUS] OTHOCATCS K
HanboJIee 3HAYMMBIM MPOSIBICHUSIM 00JIe3HH [ eHTHHI TOHA.

Jenpeccusi, TPEBOKHOCTb, pa3IPaXUTEIbHOCT, allaTHs U Ha-
pYyLIEHUsI KOHTPOJIS MOBEIeHUsT TPeOYIOT COBMECTHOTO HaOIio-
JeHVS HeBPOJIOTa U TcKXuaTpa. [1py IenpeccMBHBIX CUMITTOMAX
HEOOXOIMMO OIIEHMBATh PUCK CYUITUIATBHOTO MTOBE/ICHHUS.

JI1s1 CUMIITOMaTUYECKOTO YMEHBINICHUs BRIPAXKEHHOW XOpeu
MOTYT MPUMEHSITBCS TIPEraparsl, BIUSIONE Ha BE3UKYJIS PHBIN
TPaHCTIOPT MOHOAMHUHOB, BKJII0Yasl TeTpaOeHa3uH U aenTeTpade-
Ha3WH, a TaKXkKe OTAE/IbHbIE AaHTUTICUXOTHUECKHE CPEICTBA.

Bui0op JiekapcTBeHHON Tepanuu TpeOyeT OIIEHKHM pUcKa Jie-



MIPEeCCUr, COHJIMBOCTH, aKaTW3UM U JIEKAPCTBEHHO-WHIYIHPO-
BAaHHOTO MAPKUHCOHU3MA.

Hucdarus npu 6one3Hu ' eHTUHITOHA CTaHOBUTCS BCE Ooee
pacIpoCTpaHEHHOM TT0 Mepe MPOrpecCupoBaHus 3a00IeBaHUs U
TIOBHIIIIAET PUCK aCITUPAIIMOHHOM ITHeBMOHMHU. HapyiieHus rio-
TaHUSI MOTYT BBISIBJISITbCSl YK€ HA PAaHHUX CTausIX, IPUYEM ac-
nMparysa MHOT/IA MpoTeKaeT Oe3 3aimuTHOro Kanuist. Heooxomm-
MBI peryJisipHasi OlleHKa Oe30MacHOCTH IJIOTaHuUsl, JIOToneuJe-
CKasl TIOMOIIIb M MHAWBHyaIbHAs ajanTanuys nmatanus. [1pu mo-
JIO3PEHUM Ha aCMUPAIMIO TOKA3aHO MHCTPYMEHTAIbHOE UCCIe-
JoBaHue, HarpuMep (PUOPOIHTOCKONMYIECKasl OLIEHKA TJIOTaHUS
(FEES) nnu Buneodmoopockomnus (VESS).

CHukeHre MacChl Tejla MOKET ObITh CBS3aHO C HapYIIIEHUsSIMU
MUTAHWS], IOBBIILIEHHBIMU SHEPreTUYeCKUMHU 3aTpaTaMu U MeTa-
OonmuueckumMu u3mMeHeHusiMu. [laiienTam TpedyeTcs: KOHTPOJIb
HYTPUTHBHOTO CTaTyca 1 JIOCTAaTOYHOCTH KaJOPUIMHOCTH PaIlo-
Ha.

[Ipu BbIpaXk€HHOW OU3APTPUM HUCIIOIB3YIOTCS KOMIIEHCATOP-
HbIe CIIOCOOBI OOIIEHUSI U BCTIOMOTATeTbHbIE KOMMYHUKAIOH-
HBIE YCTPOKCTBA.

8. IIpoTuBONOKA3aHUS U OTPAHUYEHHS

[lpn npoBeseHnn peadWIMTAIMKM HEOOXOIUMO YUYHUTHIBATH
BBIPA)KEHHOCTb XOPEU, HapyLLIEHW A BHUMAaHU 1, UMITYJIbCHBHOCTb
Yl PUCK ITaJIEHUM.



VipaxHeHus1 Ha HEYCTOMUMBBIX MOBEPXHOCTSAX U CIIOXKHBIC
JBUTATENbHBIE 33/1aHUSI Oe3 CTPAXOBKM MOTYT MPEACTaBIIATH
OTAaCHOCTb.

[Ipy 3HAYMTETTHHBIX KOTHUTUBHBIX HAPYIIEHUSX HE CJIeyeT
OCTaBJISITh TALMEHTa Oe3 HAOJIOJICHNsT BO BpeMsl 3aHSTHH, Tpe-
OYIOIIMX CAMOCTOSITEIBHOW OLIEHKH PUCKA.

BrIpaxeHHasi COHIMBOCTb, OPTOCTATUYECKA s TUTIOTEH3H S HJTH
yCHUJIEHHE PUTHIHOCTH Ha (hOHE JIEKapPCTBEHHOM Teparuu Tpedy-
IOT MIEPECMOTPA MHTEHCUBHOCTU M XapaKkTepa yIpaKHEHUH.

[Mpn aucdarnn HEOOXOOMMO COOMIOAATh PEKOMEHIAINH TIO
6e30macHOMY TOJIOKEHHUIO TeJla BO BpeMs nutaHus. [losienenue
Kalllisl MpH eJle, TIOBTOPHBIX PECITUPATOPHBIX WH(EKIMNA I
HEOOBbSICHUIMOTO CHHKEHHSI MAacChl Tejia TpeOyeT JOMOTHUTEb-
HOTo 00CJIeIOBaHMSI.

VY ManMeHToB C TSKENBIMU HEMTPOU3BOJILHBIMU JIBUKEHUSIMU
HEOOXOIMMO MCKIII0YaTh TPABMUPYIOIIME MaHyaIbHbIe BO3/CH-
CTBHS M HeOe30MmacHy10 (PUKCaII0 KOHEYHOCTEH.

9. PekomeH1a1[uy MAMEHTY U POACTBEHHUKAM

Ha paHHuX cTagusax peKOMeHIyeTcs NOAAEPKUBATh PErysap-
HYIO (PM3UYECKYI0O aKTMBHOCTb, COXPaHssl NMPUBBIYHBIE (POPMBI
nepeIBUAKEHUS U IOCTYIHbIE ObITOBbIE HABBIKU.

JloMaIHiol0 0OCTAHOBKY JKENATeNbHO CAENaTh IpejcKasye-
MO YMEHBIIHUTH KOJTMYECTBO MPEMATCTBHIA, 00ECIIEUYNTh YCTOM-
YUBYIO MeOEJIb U IOCTATOUYHOE OCBEILEHHUE.



[Tpy KOTHUTUBHBIX HAPYIIEHUSIX MOJIE3HBI TIOCTOSIHHBIN pac-
MOPSIAOK JTHsI, KOPOTKKE MHCTPYKIIMU U BBITIOJIHEHHE [TOCTIeI0BA-
TEJIbHBIX JIERCTBUI O€3 N30BITOUHBIX OTBJIEKAIOIINX (haKTOPOB.

PoncTtBeHHMKaM BaKHO MOHUMATh, YTO amarusi, pas3apaxu-
TEJILHOCTb U JIBUTaTeJIbHASI HEJIOBKOCTh MOTYT OBITh TIPOSIBJIEHH-
sIMA 3a00JIeBaHMS, a HE CO3HATEIbHBIM HEKeJTaHUeM COTPYIHHU-
Yarb.

Ocob6oro BHMUMaHUs1 TpeOYyIOT U3MEHEHHUs] HACTPOEHMsI, BbI-
CKa3bpIBaHMSI O CAMOYOMICTBE, TOMEPXUBAHUE TIPU €€ U TPO-
rpeccupylolliee CHUKEHUE Macchl TeJa.

UneHam ceMbu PEKOMEHIYETCSl MEIMKO-TEeHETUYECKOe KOH-
cyabTupoBaHue. [IporHocTHYecKoe reHeTUYecKoe TEeCTHUpOBa-
HUEe OeCCHMIITTOMHBIX POJCTBEHHUKOB [OJKHO IPOBOJUTHCS
JIOOPOBOJIBHO, C MPEJBAPUTEBHBIM KOHCYJIBTUPOBAHNEM H CO-
OJTI0/IEHUEM YCTAHOBJIEHHBIX STUYECKUX MPUHITUIIOB.

10. 3akauenue

Bone3np I'eHTUHITOHA Npe/icTaBsAeT cOO0i HaCIeACTBEHHOE
HelipoJereHepaTiBHOE 3a00JIeBaHKe, P KOTOPOM JBUTATElNlb-
HbIE PACCTPOMCTBA COYETAIOTCS C KOTHUTUBHBIMU, TICUXUYECKU-
MU U MOBEAEHYECKUMU HAPYILIEHUSMMU.

OcoOeHHOCTh peaduIUTALMH 3aKJII0YAETCsl B HEOOXOUMOCTH
OJJHOBPEMEHHO YUMTHIBATh XOPEI0, HApyLIEHUE IPOU3BOJIbHBIX
JBWKEHUM, CHI)KEHUE CIIOCOOHOCTU K OOYUEHHUIO W IPOTPEeCCH-
PYIOIYIO YTpaTy CaMOCTOSITEIbHOCTH.



[TpakTrueckast 3p¢HeKTUBHOCTh PeadMIUTAIIMOHHON TTOMO-
1Y OTIpeesIsIeTCs] COXpaHeHneM O0e30MacHON MOOMITBHOCTH, J0-
CTYITHBIX OBITOBBIX HAaBBIKOB, TIOJTHOIIEHHOTO NIMTaHUS U MaKCH-
MaJIbHO BO3MOXHOTO y4acTHs MAlMEeHTa B MIOBCEJHEBHON KU3-
HH.
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