HAIIMOHAJIEH KOHCEHCYC 3A ITUATHOCTHUKA, JIEYEHUE U
INPO®PUIIAKTUKA HA HEBPO-MYCKYJIHUTE 3ABOJIABAHUA

YcraHoBeHoO €, ue equH YoBek Ha Bceku 3000 cTpaga oT cepuo3HO MHBAIUAU3MPAILO HEBPO-
MycKyiHO 3a0omsBane. [Ipe3 nmocneaaute 10 1. ce 0TOENA3BAT CHIICCTBCHU YCIICXH B
M3y4aBaHETO Ha MAaTOTeHe3aTa U TeHeTUKATa HEBPOMYCKYJIHHUTE 3200 IsIBaHMsI, KATO HA MHOTO
OT Te3u 3a00JIIBaHUS TCHUTE Ca JIOKATM3UPAHU U XapaKTCPU3HPAHH, @ TEHHUTE UM TIPOTYKTH
— I/I[[@HTI/I(l)I/IHI/IpaHI/I 1 U3YUCHHU. Brn3MmokHE cTaHaxa YCTAaHOBABAHCTO HA MMPCAKIMHUYHUA
CTa[[I/Iﬁ Ha 32160J'I$IB3,HCTO, I/IILGHTI/ICI)I/IIII/IpaHeTO Ha XCTCPO3UT'OTHU HOCUTCIIM U IIpCHATAaJIHATa
JTMarHo3a, a €PeKTUBHOTO JICUCHUE C€ HAJsIBaMe Jla CTaHE BB3MOXKHO B Hal-OJIM3KO Obaelie.

:: A. JMATHOCTHUKA HA HEBPOMYCKYJIHUTE 3ABOJISIBAHUSA
JlnarHocTuMpane Ha HEBPO-MYCKYJIHUTE 3a00IsIBAaHUS BKIIOYBA KOMIJIEKCHO M3CJIEJIBAHE B
CIIELIMAIN3UPAHU KIUHUKU:

e IIBJIHO KJIMHUYHO U3CJE/IBaHe, U3CieBaHus Ha MycKylHU eH3uMHu (KDK)
e €IEKTPO(HU3HOIOTUYHO U3CIIEABAHE

e OuOICHS OT MYCKYJI UM HEPB

o JIHK anamus

Crnen xaTo AuarHosara € MoTBBP/ICHA, MAIMEHTHT U CEMENHCTBOTO MYy TpsiOBa a Obaat
MOJPOOHO 3aM03HATH C OYAKBAHUS XOJ1 Ha 0OJIeCTTa M KaKBU ITPOOIEMH MOTaT Ja Bh3HUKHAT.
Crnen ToBa TpssOBa J1a ce pEIeHU KaKBU ca IEJINTE Ha MalMeHTa U CEMEUCTBOTO U J1a Ce
HaIpaBJigBa MMajJlaTUBHATA U pexaOMIUTALMOHHA TPorpaMa, KOATO LI 3aJ0BOJIH TE3U LEH.
:: b. TEPAIIUS na HeBpo-MyCKYJHUTE 3200 1IBaAHMSI

:: B. NIPO®PUIIAKTHUKA Ha HeBpO-MYCKYJHHUTE 3200/151BAHUS

I JUCITAHCEPU3ALUS v ekcniepTHA OLIEHKA 32 onpe/eJisiHe HA CTeNeH Ha
HHBAJIUAHOCT

A. JUATHOCTHUKA HA HEBPO-MYCKYJIHUTE 3ABOJISIBAHUSA
JIMarHOCTMYHYM KPUTEPUH 32 HAKOHU OT MO-YeCTUTE IPYNHU HACIEACTBEHH HEBPO-
MYCKYJIHH 3200/15IBAHUS

I.1. Konrenuraana myckyJjHa qucrpodus (KM/I)

['pyna oT aBTO30MHO-perieCUBHU 3a00IsIBAaHUS C MyCKYJIHA CIa00CT OT paykJaHETO WU
II'BPBUTE HAKOJKO Mecella U AUCTPO(GUYHHN MPOMEHU B MYCKYJIHa Ouorcus. YecTo B HAUaI0To
€ HaJIMIE XUIIOTOHUS, B HIKOU CIIy4au — apTPOTPHUII03a C KOHTPAKTYPH Ha Pa3IUYHU CTaBU.
CBCTOSIHHETO € ¢ TeHACHIUS 32 OTHOCUTEIIHA CTATUYHOCT, OaBHA MPOTPECHs UIH
(GYHKIIMOHATTHO MOI00pEHHE C MOCTUTaHe BH3MOXKHOCT 3a XoJieHe. B HauanoTo mMorar aa ca
HAJIMIIE B pa3jMyHa CTETEeH JUXATEeNIHU U I'bITATeIHU HApYyILIECHUSs, a 3acsraHeTo Ha
nradparmaTa MOXKe J1a JOBE/E 10 IUXaTelHa HeJOCTaThUHOCT MPH MO-TOJEMU JIela WK IPH
BB3pPACTHH.

K®K e nexo uim 3HaYUTETHO MOBUIIIEHA TPU pa3muyHuTe popmu. Pa3nnyaBaT ce HAKOIKO
KITMHUYHA (POpMHU, HIKOU CBBbpP3aHU Che 3acsarane Ha [[HC:

Knuanuen tun | OCHOBHU KJIIMHUYHU NPOSIBU [Tpotennos nepunur | I'enHa
JIOKaJTN3aLIHs

KM/ ¢ JluncBa MHTUIEKTYaleH Ne(UIIUT. [TppBuuen aepunur | 6922



I'BPBUYCH MyckynHa cnaboCcT U Bb3MOKHU Ha
neGuIuT Ha KapAMOMHOTIATH S, HEBPOIIATHS, MEPO3HH, MTOYTH
MEpO3UH STIIICTICHUS 'BJICH
KMJI ¢ Yactruen pedunut
Psnko, pasnmudHa TexecT, mpoKcuMaaHa
JacTUYEH Ha 1g42
¢J1a00CT, BE3MOKHHU JUXATEIHU
neduuT Ha MEpPO3HH
YCIIOKHCHHUS
MEpO3HH
Yactruen pedunut
KM/] tun He xonsT, yMCTBEHO M30CTaBaHe U Ha 9931
Dykysma CTPYKTYpPHU TIPOMEHH B MO3bKa, MEpO3HH (BTOPUYCH);
STIVITCTICHS a-DG
ITpoKc. KOHTPAKTYPH, XUTIEPMOOHITHU
KM/ tun p PAKTYPH, p Hedunut Ha komaren | 21022.3
JTACT.
VYnpux Vi 2937
CTaBU, Pa3HOOOPA3eH MOTOPEH JeDUITUT
KM/ ¢ panen
[IpennMHoO akcuaiiHa cnaboCT ¢ paHeH
pUTHJICH Hanmaue Ha Mmepo3un | 1p36-p35
pUrHieH TpbOHaK
rpbOHaK
Yactuuen neunut
Texka cmabocT. YMCTBEHO H30CTaBaHE U Aequ
Myckyi-0Ko- Ha
CTPYKTYPHHU IPOMEHH B MO3bKa. OUHO 1932-934
MO3BK CHHIPOM MEpO31H (BTOPHUYCH);
3acsraHe.
a-DG
YactuueH nepunur
Yonkbp- Texbk nedunut. YMCTBEHO U30CTaBaHe. Aeun
Ha
YopOwpr JInzennedamnms I1. 9g34
MEpO31H (BTOPHUYCH);
CHUHJIIPOM OuHo 3acsrage.

1.2.Bpoaenu muonaTuu
I'pyna ot HacmeACTBEHN MYCKYJIHH 3a00JIIBaHUs, KOUTO C€ TUArHOCTUIIMPAT Ha Oa3aTta Ha
CTPYKTYPHHU IIPOMEHH B MYCKYJHUTE BJIaKHA, BUJMMH CJIC]] OIIBETSBAHE HA MYCKYJIHHS

OMOTICMYEH MaTeprajl C XUCTOXUMHYHHA METOIH.

1.2.1. MuoTyOys1apHa/lieHTPOHYKJIeapHA MHONIATHS

o-DG

W3kmounTtenHo pska popma, BKIOYBaIa 0OMKHOBEHO Te)KKaTa X-CBbp3aHa PElcCHBHA
dbopma ¢ npe- win
HEOHATAJIHO HAYaJl0, aBTO30MHO-pEIeCUBHA (JopMa C HaYallo B PaHHA HITU M0-KbCHA JETCKa

BbB3pPacCT U

CPAaBHHUTCIIHO JICKAaTa daBTO30MHO-JIOMUWHAHTHA q)opMa C KbCHO Hayalio. XapaKTepHa

XHUCTOJIOTUYHA KapTHHA.

Huaznocmuyunu kpumepuu 3a X-cevpzanama gpopma:

1. MBbxku non

2. llepuHaTanHO Hayamo

3. Texxka reHepaiu3npaHa MycKyJiHa c1aboCT U XUIIOTOHMS C IUXaTelIHA HEAOCTaThbYHOCT U
gecTo (pataneH U3XoI.

4. Moxe J1a ca HaJuIle: MOJUXUAPAMHHUOH, I'BITATEIHN HapyIICHUs, ThHKH pedpa,



KOHTPAKTypH Ha OEAPEHH 1 KOJIGHHH CTaBH, OPTaIMOIUIET s, TOJIAMA TJ1aBa, U3AbIKEHO
JULE, TBHKU IPBCTH.

5. KOK HOpMasiHa Uiy JIEKO IMOBUILIEHA

6. CxaueHoct ¢ Xq28, MTM1 renau myrauuu

Juaznocmuyunu kpumepuu 3a AP ¢popma:

1. Hayaino B paHHa, o-KbCHa JIETCKa Bb3pacT WM Npu Bb3pacTHU 1o 30 roa.
2. IIpu panHO HaYaI0 MOXKE J]a € HAJUIIE OPTATIMOIUICTHSI

3. Ilpoxcumaiinara caabocCT € MO-TEeXKa OT JUCTaIHATA

4. JIunesa cnaboct

5. IlpexuBsBar ciiell paHHUSA JETCKU NIEPUOJT

Huaznocmuunu kpumepuu 3a A/l popma:

1. Hayano B KbCHa AETCKA BB3PACT WIH 3PEJIOCT

2. IlpokcumaiiHara cjiabocCT € Mo-TeXKa OT AUCTalHaTa

3. Kpamnu B nox0eapunure

4. KK HOpMasHa WM JIEKO MOBUIIIEHA

5. Ilpu Hsakou amuauu — odranmornapesa, 1To3a, JUIEBa CI1adO0CT, AUCTaTHA MYCKYyJIHA
c11ab0CT, KOHTPAKTYpPH, PUTHIECH IPHOHAK

6. [Ipu Hsaxou pamunuu — ckadeHoct ¢ 12q21, MYF6 renna myranus

1.2.2. HemasiuHOBa MUOTIATHUS

HeBpo-myckynHo 3a601s1BaHe, XapaKTepU3UPAIO C€ C MYCKYJTHA CIa00CT IPU HATMYUETO HA
HEMaJIMHOBH Teula (MPBhYMLIK) B MYCKYJIHUTE BJIaKHA IIPU OTCHCTBUETO HA APYTd U3BECTHU
CBHCTOSIHUS, TIOHSKOTA CBBhp3aHu ¢ npbuuiy. CrinectByBaT AJl , AP u copagnunu Gopmu.
Juaznocmuunu Kpumepuu:

1. HayanoTo € 0OMKHOBEHO B paHHO JAETCTBO, HO MOKE U B MM0-KbCHA JIETCKA Bb3PAcT UJIU B
3penocTTa.

2. MyckymnHaTa c1aboCT € Hall-TeXKa B JIUIETO, (PIEKCOpPUTE Ha MHITA U TPOKCUMATHUTE
MYCKYJIM Ha KpaHULIKMTE, MOHSKOTa MOXKE J]a UMa U AUCTAIHO 3acaraHe. Yecto uma
JMXaTeJIHU HAPYIICHUS, a IPU MAJIKUTE JIela — IbITaTeITHU.

3. [Ipu koHreHuTamHUTE GOPMH - APTPOTPHUIIO3a

4. KOK e HopMaliHa WK JIEKO MOBUIIIEHA

5. EMI" noka3Ba MHOMIaTHU IPOMEHH, HO MPHU HAKOU MO-BH3PACTHH B JUCTATHUTE MYCKYJIU —
neBponatHu. EHI" e B HopMma.

6. 13BecTHH ca myTanuu B 6 reHa

1.2.3. “Central core” BpogeHna MUONIATUSA

Bponena muonatus ¢ AJ[ unu AP ynacnensBane. YcTaHOBSIBaT c€ MyTallud B PUAHOJUHOBUS
peuentop Bbpxy 19q13.1. Hakou ot mytanuute Boast a0 “Central core” BpoaeHa MuonaTus
Y CKJIOHHOCT KbM MaJIUTHEHA XUTIEPTEPMHUs, a IPYTH CaMo 10 MAIMTHEHA XUIIEPTEPMHUSL.
XapakTepHa XHCTOJOTHYHA KapTHHA.

Jluaznocmuyunu Kpumepuu:

1. Bp3pacT Ha Ha4ay0 B paHHO JETCTBO U MO-PSAAKO — B KbCHA BB3PaCT

2. XunoToHus U 3a0aBeHO JBUTATEITHO Pa3BUTHE

3. 'enepanusupana MycKyJHa c1aboCT, MOBeYe MPOKCUMAITHO U TIOBeUe 3a JOJIHHU KpaHUIU
4. Moxe na ce HabmoJaBa cliadoCT Ha JIMIEBU MYCKYITH, CTEPHOKIEHIOMACTOUIEYC U
Tpamneunyc U CKEeJIETHU aHOMAJINH

5. Henporpecupai uim 6aBHO Iporpecupai Xo

6. KOK e HopmanHa uiy JIeKo OBHILIEHA



7. EMI' e MuonaTHa Ui HOpMajiHa
8. Puck oT ManmMrHeHa XurnepTepMus pu yrnotpeda Ha HIKOW WHXATAIIMOHHUA HAPKOTHUIIU U
JIETOJIIPU3UPAILH PEJIAKCAHTH KaTO CYKUMHUIXOJIUH

L.3. IlporpecuBHa MmyckyJiHa aAucTpodust Tun Jomen

Juaznocmuynu Kpumepuu:

1. CuMrnitoMuTe Ce MOSIBSBAT MPEAH S TOJI. BB3PaCT

2. IIporpecuBHa MycKyJHa cj1a00CT, IPOKCUMAIHUTE MYCKYJIH Ca 3aCETHATH M0 -TEXKKO OT
JUCTAJTHUTE; TbPBOHAYAIHO CE 3acsiraT caMO MYCKYJIUTE Ha JOJHUTE KpaHuuu. Yect
MIPU3HAK € TICEBAoXUIepTpodusaTa Ha noadeapunnTe. Bb3MOXKHU ca HHTEIEKTyaTHI
HapYLIEHUs UM ChPAECYHO 3acsraHe.

3. JluncBat QacuuKynalnnuy, CETUBHU HApYyIIECHUS

4. 3ary0a Ha camocTOsITelIHA OX0/IKa peau 13 roauiiHa Bb3pact

5. CroitHoctute Ha KOK ca noBumienn Haii-manko 10 mbTH U CHOTBETCTBAT HAa Bb3pacTTa U
CbCTOSIHUETO Ha MalleHTa.

6. X1CTOJIOTUYHOTO M3CIIeABaHE MOKa3Ba aTpOPUUHU U XUIEPTPOPUUHU TPOMEHH,
HEKPOTHUYHH U pereHepupaiv BllakKHA, XMAIIMHU3UPAJINA BJIAKHA, TIOBHUIIICHA €HIOMU3HAIIHA
ChEIMHUTEIIHA U MACTHA THKaH.

7. IMyHOXHCTOXUMHUYHOTO M3CJIEJIBAHE MMOKA3Ba MMOYTHU HAI'BJIHO JIMIICBAI TUCTPOUH, OCBEH
P OTAEITHU MYCKYJIHU BakHa - < 5% OT BJIakHaTa.

8. ®amMuIHUTE CITydan IEMOHCTpUpAT X-pELECUBHO yHAcIeasBaHe. Bb3mMoxkeH € u
MO3aHIM3bM Ha TEPMHUHATHBHATA JIMHHUSL.

9. MonekynspHO-TeHEeTHUYEH aHaJIN3- Pa3IMyHU MyTalllH B TUCTPO(UHOBHS T€H BHpXy Xp21.
B oxoso 60% oT ciiydaute e HanuIe Aesienusi B IMCTpoUHOBUSA T'eH, B 8% - AyIUIHKaIWs, B
OCTaHAJIMTE CIy4yau — TOUKOBH MyTaruu. M3sBara Ha ¢enotuna — J{romen unu bekep 3aBucu
OT BHJIa HA MYTalLlUATA U POJIsITa i B IPOMSIHA paMKaTa Ha YeTeHe Ha TUCTPO(UHOBUS TeH.
10. Bp3morkHa e nmpenaranna nuarnoctuka ¢ JIHK ananus 3a cimydaure ¢ aenenus, a npu
ciydauTe 06e3 yCTaHOBEHa JIeNelus — C MHAUPEKTEH XalIOTUIIEH aHAINU3 el CUTypHa
KJIMHUYHA U €BEHT. M1aTOJIOTUYHA TUarHo3a.

11. Jlaaau ye Prednisolone, B qo3u 0.75 mr/kr/ou nnu deflazacort 0.9 mr/kxr/nH naBaH Ha
Momueta ¢ DMD Ha BB3pactT Mexay 4 u 8 rouHu, yabJbkaBa NpoAbJKUTEIIHOCTTA Ha
XOJICHEe, BBIIPEKU Y€ MOraT Ja ce HaboJaBaT CTpaHUYHU e(eKTH KaTo HapacTBaHe Ha TErJo,
HaMaJleHa KOCTHA IUIbTHOCT, TAOUITHOCT Ha HACTpOeHueTo U Ap. Hsikou aBTOpU npenopbhyBaT
KOPTHUKOCTEPOUTHOTO JICYEHHE Jla MPOIBJIKU U ciie/l 3aryda Ha crmocoOHOCTTa 3a XOJICHe
MOPaIy Bb3MOKEH OJaronpusTeH ekt BbpXy ChpACUHUTE U

nuxaTteaHuTe QYHKIUU U 1ePOPMUTETUTE HA TPHOHAYHUS CTHJIO.

L.4. IIporpecuBHa myckyJHa quctpodus tun bekep

Jluacnocmuunu Kpumepuu

1. IIporpecuBHa MycKyiIHa c1ab0OCT, MPOKCUMAIIHUTE MYCKYJIH Ca 3aCErHATU MO-TEXKKO OT
JUCTAJIHUTE; TbPBOHAYAIHO CE€ 3acsraT caMO MYCKYJIUTE Ha JOJIHUTE KpalHUIM. YecT
NpHU3HAK € TceBAoXuIepTpodusaTa Ha moadeapuituTe. MyckyiHara ciaaboct B m. quadriceps
femoris Moxe 1a ObJie ABITO BpeMe eAMHCTBEHA MPOosiBa Ha 3a0omsBaHeTo. Hskou namuentu
MMAT KpaMIIi, KOUTO C€ MHAYLUpAT OT JBHKeHHUe. KOHTpakTypuTe B IAKbTHUTE CTaBU
BB3HHMKBAT KbCHO. MOXe J1a Ce MPOSBU U CaMO C MUAJITUU U KPAMIIU, IO -JIECHA YMOPSIEMOCT
pu PU3NYECKH YCUIIUS U MUOTIO0MHYpHUs, acumnToMatnyHo yBenudena KOK. [Ipu gact ot
CIIy4auTe Ce YCTAaHOBSIBA KapIMOMHUOIATHUS M KOTHUTHBEH JIeUIUT.

2. Kpurepuu 3a uzkirouBane: GpacuuKynalnuu, CETUBHU HAPYIICHUS

3. He ce HaOmronaBa 3aryba Ha caMOCTOSITeNTHA MTOXO KA Mpeau 16 roa. Bb3pact

4. Croitnoctute Ha KOK ca noBumieHn noBeve OT S MbTU U CbOTBETCTBAT HAa Bh3pPACTTa U



ChCTOSIHUETO Ha MalieHTa.
5. EMI: kbca mpoabKUTETHOCT, HUCKA aMILTUTY/, MOJTH(a3HU aKIIMOHHU TIOTCHITUAIIH,
(bubpunanuy 1 NO3UTUBHU BBIHU. HOpMaTHU CKOPOCTH Ha TPOBEXKIaHE ITI0 MOTOPHUTE H
CETUBHHTE BJIaKHA

6. XHCTOJIOTUIHOTO M3CIICABAHE IMTOKa3Ba aTPOPUIHU U XUIIEPTPOPUIHN TIPOMEHH, OTHHUIIA
Ha pEreHepUpalIv BIIAKHA, YBEIMYABAHE HA ChEIMHUTEIHATA U MACTHA ThKaH

7. UMyHOXHCTOXHMHYHOTO M3CJICIBAHE TTOKa3Ba aOHOPMEH HITM HaMaJleH TUCTPOGuH

8. ®amwiHHTE CiTydan AEeMOHCTPHUPAT X-pElECUBHO YHACTIC/ISIBAHE

9. MonexkynapHO-TeHETHYHMS aHAINW3 UACHTUPHUIIPA PA3IMYHU MYTallUKA B AUCTPO(OUHOBUS
I'eH, XapakTepHu 3a bekep.

LS. JIpyru nosic-kpailHUK MYCKYJHHU AUCTPOduu

XeTeporeHHa rpyma ot 3a00JsBaHus, KIacu(uuupar ce Crope]] HauuHa Ha yHacjeAsBaHe U
reHeTnyHus aedekr. B Munanoro uecto ca ce Obpkanu ¢ [IM/-bekep n manudecran
HOcUTEeNH Ha nucTpoduHOBU MyTanun, CMA, MUTOXOHAPUATHYA U META0OJMTHA MUOTIATHH.
Jluaznocmuyunu Kpumepuu:

1. [IspBOHAyaNIHO ce 3acsraT MyCKYJIUTE Ha Ta30BHsI U/UJIM PaMEHHHUS MOsIC.
[IceBoxumnepTpodusiTa € yecT NPU3HAK, HO CHIIECTBYBAT 3HAUUTEIHH BapUaIUH 110
OTHOIIIEHHE Ha TO3U MPHU3HAK.

2. ITppBOHAYATHO 3acsiTaHE HA IUCTATHUTE, JIMIICBUTE WJIM BHHITHUTE OYHU MYCKYJIH
IpeoJiara anTepHaTUBHA AUAarHO3a, MaKap 4e Te3W MYCKYJIHH IPYIU MOTarT Jia ce 3acerHat
MO-KbCHO B XOJa Ha 3a00JIIBaHETO.

3. Morar na 3aro4Har BbB BCSKa €JHa Bb3PACT - PU PEeLIECUBHUTE (OPMHU HAYAIOTO € TO-
paHHO, a MpU JOMUHAHTHUTE - IO-KBCHO.

4. IlporpecusiTa Ha MOSIC-KPaWHUK MYCKYJTHUTE TUCTPO(PHUHN Baprpa 3HAYUTEITHO OT MHOTO
Obp3a 10 MHOTO OaBHa.

5. YHacnensBaT ce 1o aBTO30MHO-PELECUBEH HJIM aBTO30MHO-IOMUHAHTEH HAUMH.

6. KOK e cunHO moBuiieHa mpu pernecuBHuTe hopmu (0T 25 10 100 IbTH) 1 HOpMATHA UITH
JIEKO MOBHUIIIEHA (0 6 MbTH) TPH TOMUHAHTHUTE (DOPMH.

7. EMI" nannam 3a Hecnenu(uuHu MUOTIATHA TTIPOMEHHU

8. KAT naHHM 3a XUIIOJICH3HU [TPOMEHH B 3aCETHATUTE MYCKYJIN

9. UMyHOXMCTOXHUMHUYHOTO H3CJIE€/IBaHE YCTAHOBSBA Ae(DULIUT HA MYCKYJIEH OENTHK OT
TUCTPO(UH-aCOUUPAHUS TJIMKOMIPOTENHOB KOMIUIEKC: CApKOTJIMKaHU, JUCEpInH,
TEJICTOHUH, KOJIEHH 3, KaBEOJIUH U Jp.

10. MonekynsipHO-TeHEeTUYHUST aHAINU3 OTKPUBA MyTalluu B 14 pa3nu4yHu reHa.

A6mMo30MHO-00MUHAHMHU

1A: Myotilin; 5q31; ¢ nuzaptpus

1B: Lamin A/C; 1q21; cbc chpaedHO 3acsraHe
1C: Caveolin-3; 3p25; ¢ Ha4yano B JeTCKa BH3pacT
1D: 7q

1F: 7932

Bethlem: Collagen VI; 21922 & 2q37

Aemo30MHO-peuecu3Hu

2A: Calpain-3 ;15915

2B: Dysferlin; 2p12

2C: y;-Sarcoglycan; 13q12
2D: a-DG-Sarcoglycan; 17921
2E: B--Sarcoglycan; 4q12



2F: 6-Sarcoglycan; 5933
2G: Telethonin; 17q11-12
2H: TRIM32; 9931-933
2l: FKRP; 19913.3

2J: Titin; 2931

1.6. ®anmo-ckamyJio-xymepajaHa q1uctpodus

Juaznocmuynu Kpumepuu:

1. Hauano na 3a6omsBanero (ot 0 1o 50 roj., Haii-uecTo BBB 2-po U 3-TO J€CETUIIETHE) B
MYCKYJIUTE Ha JULETO WIK PAaMEHHHUS I05IC; CbXpaHEHUE Ha BbHITHUTE OYHH,
(bapuHTEaTHNTE, TMHTBATHUTE MYCKYIIH.

2. JIunieBa ciiabocT ce oTkpuBa npu okoyio 50% OT 3acerHaTuTe UHAUBUIH.

3. ACUMETpPUYHO 3acsiraHe Ha MyCKYJIUTE Ha paMEHHHUSI M0SIC € MPaBUiIo, OOMKHOBEHO ce
3acsara IbpBO JAsgcHarta crpaHa. [Io-KbCHO ce 3acsrar eKCTEH30pUTE Ha CThIajara, Ta30BHs
nosic, OeipeHaTa MycKyJaTypa, 10-4eCTO CUMETPUYHO, KOPEMHA MYCKYJIaTypa 1
€KCTEeH30pUTE Ha I'bp0a, EKCTEH30PUTE Ha KUTKUTE.

4. Ipyru aconiuMpaHy KJIMHUYHYU MPU3HALIKA MOTaT 1a ObJaT: TiyxoTa, MEHTallHa peTapanus,
TICUXO03H, Ch/IOBU IPOMEHU B pETUHATA, ChbPJICUHU HAPYILICHUS.

5. IIporpecusra Ha 3a00JISIBAHETO € CHIJIHO BapraOMITHA

6. KOK e nexo nosuiieHa, 10 5 mbTH, WJIK HOpMaJIHa

7. EMI" nanHM 3a MUOIaTHU IPOMEHU

8. ABTO30MHO-IOMHHAHTEH THIT HA YHACJIEIIBaHE.

9. MonekynsapHO-TeHETHUHUSAT aHaJIU3 YCTaHOBSABA Hall-4yeCcToO reHeTH4eH aedekT B 4q35,
TreHEeTUYHA XEeTEePOreHHOCT

1.7. Emepu-/Ipaii¢yc myckyana nucrpodus

Juaznocmuunu kpumepuu:

1. HayamoTto € 0OMKHOBEHO B IETCTBOTO

2. PaHHU KOHTpPAKTypH Ha TJIE3€HUTE, JIAKTUTE U IpbOHAKA, IPEAU J1a CE pa3BHe 3HaAYUMa
MYCKYJIHA CJIa0OCT.

3. baBHO mporpecupaiiia MycKyJiHa ci1adocCT ¢ peobiiaaBalio 3aciaraie Ha MycKyJaTypaTa
Ha MUIIHUILIMTE ¥ IEpOHeaIHaTa MycKyJaTypa Ha KpakaTa - ABYCTpaHHA U IPUOIU3UTEITHO
cumetpuyHa. [1o-kbcHO — c1ab0OCT Ha paMeHHHUS, TA30BUS MOSIC U OeapeHaTa MycKynarypa.
Jluncea ncepaoxuneptpodus Ha noadeapuiute. baBHa nporpecus.

4. CbpaeuHu IpOBOJIHU HAPYIICHUS W/ TaHHU 32 KapIUOMHOIATHS, [IOYTH BUHATH ca
Hanuie npeau 30 roj. Bb3pacr.

5. HopManuu uHTeNneKTyanHu pyHKIuY.

6. Ymepeno nosuieHa wim HopmaiiHa KOK.

7. UMyHOXHCTOXUMHUYHOTO H3CJIEIBaHE YCTAHOBSBA Ae(DULIUT HA MYCKYJIHUTE OENTHIH
emepuH umu namud A/C.

8. X-penecuBeH Ui aBTO30MHO-IOMUHAHTEH TUIl HA YHACIIESIBAHE.

9. MonexkynapHO-TEHETUYHHAT aHAJIN3 OTKPHUBAa MyTalluu B JIBA FTEHETUYHU JIOKyca — Xq28 u

1g21.

I.8. lucTrajnn MUuonaTuu

[IpencraBnsBat rpyna ot 3a00JsIBaHMs, IPUUMHSABAILN JUCTAIHA MYCKYJIHA c1abocT 6e3
KJIIMHWUYHO 3HAYUMO 3acAraHe Ha IIPOKCUMAIIHU, JTULEBU WU MYCKYJIH Ha TYJIOBHILETO.
JIunicBa HeBporeHHo 3acsrane. EHI™ e BHopma, a EMI' — ¢ MuonaTtHa kapTuHa 6e3
JOIIBJITHUTEIHY MPOSIBU KaTO MUOTOHNYHHU pazpsan. KOK Moxe na e nexo nosunieHa.
MyckynHaTa GMOICHS TOKa3Ba TUIIMYHU MUOTIATHUA IIPOMEHH, a MIPH HAKOU (HOpMHU —



“rimmed” Bakyosu. /luarnosara u kjacuukanusaTa ce OCHOBaBa Ha KIMHUYHU, TCHETUYHU U
MOP(}OJIOTHYHU KPUTEPHUH.
PasrpannyaBar ce cieqHuTe MO-4ecT (GopMu:

Tun VYHacnensBane I'en u mokyc Panna cmaboct KK
>40 r. Hopma wim
Benannep ALl 2p13 pBlIe-EKCTEH30PU neko
AP nmu Dysferlin 20-50T. 10x no
MuonmITKM]1 2B CHOPAZUYHO 2pl2-14 Kpaka-3aJH1 MYCK. 150x »
Titin 40-50 . Hopwma nm
Mapxecorpu AlL 2031 Kpaka-TpeIHu MYCK. neko "
AP umn GNE 20-40 . N
Honaka 10 5x
CHOPaZAUYHO 9pl2-pll Kpaka-TpeIH! MYCK.

[Topaau nogoOHaTa ¢y KIMHUYHA KApTUHA, TUCTATHUTE MUOTIATHH ChC 3acsiraHe Ha MpeaHaTa
rpyna MycKyJId Ha IoA0eIpuIuTe ce OTAU(EpEeHIHpaT OT HACIEACTBEHUTE MOTOPHO -CEeTUBHU
HEBPOIATHUH C HEBPO(DU3UOIOTUYHO U3CIIEABAHE.

1.9. Muoronnuyna qucrpodus

MuoToHHSATA IPEICTABIIIBA HAPYIICHO MYCKYITHO pejakcupane. Ts e cuMrnToM Ha
TUCTPOPUIHH U HETUCTPOPUIHH MUOTOHUIHH 3200 ISIBAHHSI.

Juaznocmuunu Kpumepuu 3a MUOMOHUYHA Oucmpous:

ABTO30MHO-JOMUHAHTUH THII HA YHACJIE/IIBAHE C HEMbJIHA IEHETPAHTHOCT

Hauvano na 3a00siBaHEeTO M KIMHUYHU MPOSIBU — MIMPOKA BapUaOMITHOCT. Tpr OCHOBHU
KIMHUYHYA (POPMHU CIIOpe]] Hauaio Ha 3a00/IsIBAHETO U TEKECT Ha CUMIITOMATHKATa, YECTO
ChOTBETCTBAIIM U Ha pa3Mepa Ha amriudukanus Ha Tpunykieotuanu (CTG) noBropu BEpXy
19q13.3, nexonupanus paiion Ha DMPK rem.

ToBa cpoTBEeTCTBHE HE € A0COIIOTHO, OT 3HAUEHUE € U MUTOTUYHATA HECTAOUITHOCT Ha
TPUHYKIICOTHIHUTE TIOBTOPU B PA3NIMYHUTE KJIETHUHU JIUHUU U HAIUYHETO HA COMaTHYEH
Mo3auiu3bM. 1o Ta3u npuunHa pazmMepa Ha aMIUTU(pUKAUATA € HE JOCTaThbUHO CUTYPEH
KpUTEpUI 3a OMpeiesisiHe Ha MPOrHO3aTa.

Bb3MorKHa € 1Mo-TeKKa CUMIITOMATHKA B CJIEIBAIIUTE MTOKOJIEHUS, 0COOCHO IpH
yHaclesBaHe 0 MalyiHa JTMHHUSL.

1.9.1. KonrenurajHna MUOTOHUYHA JUCTPOpusi

1. 'enepanu3upana 1 TeXKKa MyCKyJIHa cIabOCT OT PaXKJAHETO, XUTIOTOHUS, 3aTPyIHEHUS TPU
Cy4Y€HE U I'bJITaHE, AUXaTeIHa HEA0CTAThYHOCT. JIMNICBAa KIIMHUYHA MUOTOHUS, HO YECTO
MO€ J1a ce yctaHOBU ¢ EMI'.

2. MyckynHaTa XUIIOTOHUS U IBUraTelIHATa cIabOCT MOKe J1a ce MOJ00PST ¢ TOJUHUTE, HO
MO-KbCHO CE pa3BHBAT CUMIITOMHTE Ha Kiacuueckata ¢popma. JJo 11 ron. Bb3pact ce nospsiBa
KJIINHUYHA MUOTOHUS

3. CuMnToMu Ha MUOTOHHUYHA TUCTpodus y Maiikara.

1.9.2. MuoToHn4yHa AucTpodpusi HA PAHHOTO AETCTBO

1. MenTanHa perapaanus, psiiko € €INHCTBEH CUMIITOM

2. I'enepanusupana ciaadocT, 3acsraiia 0coOeHO JMIETO U JUCTATHUTE YaCTH Ha KpalHUIINTE;
MHOTOHMATA OOMKHOBEHHO 3amoyBa Mexay S u 10 r.



3. EMI" nanH# 32 MUOTOHUYHU 3aJIIIOBE B HAKOJIKO MYCKYJIH
4. CuMITOMU Ha MHOTOHUYHA TUCTPOUS IPU €UH OT POTUTEIIUTE.

1.9.3. Knacuuecka MUOTOHUYHA AUCTPOdus

1. U3pa3en MUOTOHUYEH (peHOMEH

2. CirabocT Ha CIICHUTE MYCKYJIH: M. OpOUKYJIAPHC OKYIIH, (DapUHTCATHUTE MYCKYJIH,
JMCTATHUA MYCKYJIM Ha KpailHUIuTe. ATpodus Ha TbBKaTeTHUTE MycKyau. [Ipu mporpecusita
Ha 3a00JIIBaHETO — MO-TEHEPATM3IUPAHO MYCKYITHO 3acAraHe, HO HUKOTa He € TEXKO 3a
MIPOKCUMAJIHUTE MYCKYJIM HAa KpallHULIMTE U TYJIOBUII[HATa MyCKyJaTypa.

3. KarapakTu, psako Morar Jia ca €IMHCTBEH CUMIITOM C MUHUMAJIHO WJIW JIUTICBALIO
MYCKYJTHO 3acsirane (Jieka, ceHwiHa (hopma)

4. Morar ia ca HaJIuLle ChbPJEYHO 3acsiraHe, XOPMOHAIHU HapyIIEHUs, KOTHUTUBEH 1e(ULIUT,
nepudepHa HEBpONaTHs

5. EMI' naHHM 3a MUOTOHUYHU 3JIMOBE B HAKOJIKO MYCKYJIH

Jleyenne 3a MUOTOHHMSITA - XUHUH, JEHUTOUH, KapOaMa3enuH, MEKCUIICTHH.

1.10. PROMM - IlpokcuMajiHa MUOTOHUYHA MUONATHS

1. ABTO30MHO-IOMHUHAHTHO YHaCJEeIsBaHE

2. Knnuanynara kapTuHa € mojo0Ha Ha Ta3u MPU MUOTOHWYHA JUCTPOUS, MOKE J1a € T10-
neka. HabmoaBa ce mpoKcHMaaHa U TUCTalTHA MYCKYITHA cITa00CT, MUOTOHUS, ChPJICTHO
3acsirane, katapakTtd. JIJ] ¢ MuoTtoHnYHa qucTpodus — Mo-u3pa3eHn MUOTOHHYHH (DEHOMEHH,
MYCKYJHHU OO0JIKH, MPOKCUMAaJIHA c1ab0CT Ha OeIpeHUTE MYCKYJIH, JIUIICBA 33bJI00YaBaHE Ha
KOTHUTHUBHHUS 1e(DULIUT.

3. [IpyuuHsBa ce OT TPUHYKICOTUAHA aMIUTU(UKAIUS BBPXY 3 XpOMO30Ma, HEKOAUPAIIIHS
paiion Ha ZNF9 rena. JIuncea kopenamnusi MeXIy pa3Mepa Ha aMIuId(prKanusaTa 1 Bb3pacTra
Ha Hayvajo Ha 3a00JIsIBAHETO U TeXECTTa Ha KIMHUYHATa kapTuHa. He e HabmogaBana
KOHTeHuTajgHa opma.

I.11. HegucTpodpyH¥ MUOTOHUYU U NEPUOANMYHU NMAPAJIU3H
HacnencrBenute HapyiieHUs: Ha HOHHUTE KaHAIIM /KaHAJIOMATUUTE/ ca Ipyma OT 3a00siBaHus,
MPUYMHEHHU OT MYyTalli B T€HU, KOAUpAIId HOHHU KaHau. MHOTOHUSATA € CUMIITOM, KOWTO
MOJKE J1a € HaJIMIIe U IPU HaTPUEBH U MPU XJIOPHU KaHAJIONATUHU /KaKTO U MPU MHOTOHUYHA
auctpodusi, MPOKCUMaIHa MUOTOHMYHA MUOTIaTUs U cuHIpoM Ha [1IBapu-/>xammern/.
XJI0pHUTE KaHAJIOMATUX BKIIIOYBAT JOMUHAHTHA MUOTOHUS KOHreHuTa /ToMchbH/ u
periecuBHa renepanusupana Muotonus /bekep/. HatpueBure kananonaTuu BKIOYBAT
XUIEepKaIueMHuHa epuouuna napanusa /xumnepllll/, HopMokanrnemMuuHa nepuoauyHa
napanuza /HopmolIIl/, mapamuoronus xourenuta /I1K/ u kanuii-3aBucumara MUOTOHUS
/K3M/. XunokaivueMuyHaTa nepuoJuvHa rnapaiusa, eIMHCTBEHOTO 3a00JIsBaHe B Ta3u rpyna,
KOETO HE € CBBP3aHO C MUOTOHUS, € KaJllNeBa KaHAJIOMATHS.
3abonaeanus Ha 601MAalrcHO 3a8UCUMUME KAHAIU HA CKeJIeMHUme MYCKYJlU.
XJiopuu kaHajaonatum /rened npoaykt: CIC-1/; nokyc 7q32-ter

JlomMmuHaTHa MUOTOHHS KOHreHuTa /Tun Thomsen/

PenecuBna Muotonus koHrenura /tun Becker/
HatpueBn kanajonatuu /reHeH npoaykt: Skm-1/; nokyc 17923

XunepkalnueMuyHa MepruoInyHa mapanuza

[TapaMHOTOHUS KOHT€HHUTA

Kanuit 3aBucuma MHOTOHHUS
KanuueBu kanasonarum /renex npoaykt: DHPR unu RYR1/
XunoxaniueMuyHa rnepuoanyHa napanusa /L-tun kanan, DHPR/; nokyc 1q31-32



I.11.1. loMuHAHTHA MHOTOHHMS KOHreHUTAa — TUIl TOMCBH

[IpuumnnsiBa ce OT aJieTHU MyTallMK B T€HA 32 MYCKYJTHUTE XJIOPHU KaHAJIH.

- ABTO30MHO-IOMUHAHTHO yHachesBane, 100% neHeTpanTHOCT.

- Hagano na 3a00J1BaHETO - OT pa)K1aHETO /10 PAaHHO JIETCTBO.

- KnuHnyHM npu3Hanu - CTerHaTocT Ha MycKyJaTypara, 0COOEHO ciie]l IOYMBKa, MyCKy/IHaTa
GyHKIHS ce MoA00psBa MPH MPOIBIDKATEIHA YIIPAKHCHHS, HIMA ITPOTPECcHs U MyCKYyJIHATa
xureptpodus e gecra.

Brorpeku, ye nauyeHTuTe, Ipy 3auTBaHe, YeCTO ChoOIIaBaT 3a 3aCUJIBAaHE HA MUOTOHHUSTA OT
CTYZI€HO, TOBA HE C€ JI0Ka3Ba OT 0OEKTUBHO U3MEPBAHE HA MYCKYJIHUTE PEIaKCalluOHHU
BpEMeEHa.

1.11.2. PenecuBHa reHepaju3npana MuoTonus — tun bekep

[TprunHSIBa ce OT MHOKECTBO 3aryda Ha (QyHKIIMH MYTalliu B T€HA 32 MyCKYJIHUTE XJIOPHU
KaHaJIH.

- ABTO30MHO-PEIIECUBHO yHacleAsiBaHe. HIKou 0T XeTepo3UTOTHUTE HOCUTEIH MOKa3BaT
MHOTOHWYHM pa3psiau pu EMI'.

- Hagano na 3a00s1sBaHeTO - PSIIKO 3a109YBa B PAHHO JIETCTBO, 0OMKHOBEHO HAYAJIOTO € B
IBPBO JIECETUIIETHE, B HAKOM CITydau He MPeI Kpas Ha BTOPO JIECETUIICTHE, U JIOPH C
MPOTpeCHs Ha CHMIITOMUTE B TPETO JACCETHIICTHE.

- KimmanaHM npu3Hanm - CTerHaToCT Ha MyCKyJIaTypara, 0cOO€HO Clie/] TOYMBKA, MYCKYJTHATa
GbyHKIUS ce mog00psiBa MPH MPOIBIDKUTENTHH yIIpakHeHUs. [Ipy HIKOM MaIlieHTH € HaJTUIIe
3HAYUTEIHA, IPEX0IHA cITa00CT ClIe]] IIOYHUBKA, KOSATO ce TI0JJ00psBa HIKOJIKO MUHYTH CJIE]T
W3BBPIIBAaHE HA YIPAKHECHUSI.

CnabocTtTa € mo-u3pa3eHa B TOpHU KpaHULIM, MUOTOHUSITA € TIO-U3pa3eHa B JOJTHUTE
KpaiiHuny. B MHOTO citydan e Hanmuiie xuneptpodus Ha Oeapara U moa0e IpUITUTE.
OrmutakBaHUsITa OOMKHOBEHO €a MPOTPECUPAIIIH 3a HAKOJKO TOJWHHU CJIE]] T0SBaTa CU U CIej
TOBa ca 0e3 MpoMsHa.

- Jleuenne Ha MUOTOHHMHTE — C MEMOpaHHM cTabuau3aropu kato Procainamid, Chinin,
Phenytoin, Mexiletine u np. M36srBane Ha pusmdecko oOpeMeHsIBaHe, U3JIaraHe Ha CTY/I,
JEeTOSPU3UPALTNT MHUOPETAKCAHTH.

1.11.3. IlTapaMHOTOHUSA KOHT€HUTA

Hsxonko MyTaiuy B reHa 3a HATPUEBUTE KaHAIM BOJIAT JIO0 KJIacMUecKaTa KapTHHA, ONMCcaHa
oT Eulenburg u Rich.

- ABTO30MHO-IOMUHAHTHO yHacneasBane; 100% neHeTpanTHOCT.

- Havasno Ha 3a00JIIBaHETO - OT paXKAaHETO.

- KinuanyHM npu3HaIy - MUOTOHHS, 3a/1bJI00YaBaIa Ce OT HEKOJIKOKPATHH ChKpaISHHUS
/mapagokcaaHa MuoTonust/. [Ipu MHOTO (hammIiK MapaMUOTOHMATA 3HAYUTEITHO CE€ BJIOIIAaBa
P U3BBPIIBAHE HA YIIPAKHEHUSI HAa CTYICHO U MOKeE Jia ce MOocIe/iBa OT claboCT.
Bb3cTanoBsiBaHETO OT C1ab0OCTTa MOYXKE Jla MPOIBJIKU HAKOJKO Yaca. [Ipu Hiakou pamunmm e
HaJIHIIe MUOTOHUS, 3aBUCHMA OT CTYJ U yrpaxHeHwus, 0e3 ciadoct. Te uecto ce
JUArHOCTUIIMPAT MOTPEIIHO KaTO MUOTOHUSI KOHTeHuTa. ChIEeCTBYBAT U (haMUIIHH,

IIPU KOUTO Ca HAJIMIIE KJIIACHYECKUTE CUMIITOMH Ha MAPAaMUOTOHHS KOHT€HHTA, HO TaKa ChIIO
u enuzoau ot Xunepllll. [TepmanentHa cnaboct He ce Hab01aBa.

- Jledenue - aHTHApUTMHYHU MEeIMKaMEHTH KaTo meXiletine. [Ipenu Hauanoto Ha
aHTUMHOTOHMYHATA Tepamnus ¢ mexiletine ce mpenopbuBa U3cIeABaHE HA ChPJCUYHUS CTATYC U
W3CIIE/IBAHE HA CEPYMHUTE MY KOHIIEHTPALIUU MTOPAJIN TECHUAT MY TEPANIEBTUYEH CIIEKTHP.
[Tpu mapamuoronnunara Xunepllll komOuHUpaHOTO M3MON3BaHE HA meXiletine u
hydrochlorothiazide moxe na npenoTBpaTu cnasmMure U ciabocTTa, MHAYLHUPAHU OT CTYA U
CIIOHTAHHUTE aTaK! Ha XUIEepKaTUEeMUYHA MIEPUOANYHA TTapain3a.



1.11.4. XunepkajJmeMHU4HAa NePHOANYHA NAPAIN3a

Hskonko MmyTranuu B reHa 3a HaTpUEBUTE KaHAJIM MOTaT J1a JOBEJAT JI0 Kilacudyeckara
KapTHHA.

- ABTO30MHO-JOMMHATHO YHACJEsBAHE; IIbJIHA IEHETPAHTHOCT, HO TEKECTTa € MHOTO
BapHaOMITHA.

- Hagano na 3a00J11BaHETO - OT PaHHO JETCTBO JI0 BTOPO JACCETHIICTHE.

- Knmuananm npusHanm - enu3ou Ha ¢1ad0cT, 0OOMKHOBEHO OT CYTPUHTA, TIPOIBIDKABAIIN OT
10 muH. 10 okoJ0 1 yac, MHOTO psAnKo 10 1-2 nuu. Hsikou manueHTu uMart MainbK Opoi
eMHU30/I1 Ha CJIa00CT IMpe3 LEIHs CH KUBOT, IPYTH UMAT €MU30,11 Ha TeHepaIn3upaHa ci1adoct
o4ty Bceku JeH. [1o BpeMe Ha enu3oauTe HUBOTO Ha cepyMHUTe K+ € Ha miM Haj ropHa
rpanuia. [IpoBOKaTHBHYU TECTOBE 3a MHU30JUTE HA CIIA0OCT ca TOYHMBKA CIIeN YIPaKHECHUS,
rnagyBaHe unu opasies npueM Ha K. Hsikou malyeHTyH BUHATH UMAT JeKHU IpH3HAIM Ha
MHUOTOHUS IPEIU WIM B HA4YaJOTO HA €MU30AUTE; APYTU NOKa3BaT MpU3HAIM Ha
MapaMHOTOHMSI; IPU TPETH, MUOTOHUYHUTE MTPU3HALIM OTCHCTBAT. B Kpas Ha mapanuTuyeH
enmusox cepymunTe K* MoraT 1a majat o1 HOpMaJIHOTO cH HEBO. M3cieBaHy 10 ToBa
Bpeme, Morat 1a Hacodat kbM XunolIIl.

- Jleduenue — npu no-TeXKH NpUCThIU — U.B. 10% TIII0KO3a + UHCYIINH, U.B. KaJILUEB
[IIOKOHAT U MHXanauuu candyramor. [Ipoduinaktuka — n30sAreaHe Ha riiayBaHe U XpaHU
Ooraty Ha KaJlui, yBeJIMYEHUE HA COJITA, AIlleTa30JIaMUI U KATHI-TYOeIH TUYpPETUIIH.

I.11.5. HopMokajimeMU4YHA IEPUOAUYHA MAPAIHN3a

Omnucanu ca Marbk Opowt pamwmu. Enusoaute Morart 1a mpoabpibKaT HAKOJIKO JTHU 0€3
TIOBHIITABaHe KOHIeHTparuaTa Ha cepymunte K'. Thif kaTo e moka3ana mpu eqHa haMumims
MyTallMs B '€Ha 32 HATPUEBUTE KaHAIM B JIOKYC, KOWTO npuunHsaBa Xunepllll npu apyru
(haMusIMK, HAKOU aBTOPH MpHeMart, ue opmara Ha IepruoIuyHa napaimsa 6e3
xunepkainemus € Bapuant Ha XuneplIIl.

1.11.6. Kaanii-3aBucuma muoronusi /K3M/

Jlocera ca omucaHu TET pa3IMYHN MYTAIlMK B T€HA 3a HATPUECBUTE KaHAJIH.

- ABTO30MHO-/IOMWHATHO YHACJIE/IsIBaHE.

- Knuanynu npusHany -

- QuyKTyHpaiia MUOTOHUS - MUOTOHUS, KOATO (DIYKTYHpa B Pa3IUuIHUTE JTHU, IPOBOKHKPA CE
oT ¢usnueckn ynpaxkaenus. Mudysusara Ha kaimii 3acuiaiBa MUOTOHUSITA, HO HE TIPUYMHSBA
cnmaboct, kakto npu XuneplIll. Taka cbIIo U Apyru AUMOISAPU3UPAIIH areHTH KaTo Harp.
suxamethonium morar ja npeIu3BUKAT WK Ja 3aCHUJIST MUOTOHUSTA, TaKa ue Jia Ce MPOSBSIT
TEKKH JTUXATSITHU HAPYIICHHS 10 BpeMe Ha 00I11a aHeCTe3Hs, aKo MaIMeHTa U aHEeCTEe3H0JI0Ta
He 3HaAT 3a 3a00s1BaHeTO. JlopH ¥ NPU OTCHCTBUE HA KIIMHMYHA MUOTOHUS, JIATCHTHATA
MHOTOHUS MOXe Jia ce Bepudunupa npu EMI'. Ilpu anerazonamui- 3aBucuMara MUOTOHHS,
OTHCBAHA CHILO KATO aTUTUYHA MUOTOHUSI KOHT€HUTA, MHOTOHHMSITA CHILO QIIYKTyUpa, a
CBIILIO TaKa, P YIPAXKHEHUS Ce MPOBOKKHPA MYCKYJIHA 0OJIKa.

- Ilepmanenmna muomonus - epcucTUpalla reHepaiu3upaHa MUOTOHHS U MYCKYJTHA
xunepTpous, 0cobeHO B 00J1aCTTa HA IIKMATA U paMeHarta. Enu3oquTe Ha Te)KKa MUOTOHUS
Ha TOpaKaJTHUTE MYCKYJM MOraT Ja ObJaT >KMUBOTO3acTpalllaBally opaay HapyllleHaTa
JUxaTelHa JeMHOCT, ocoOeHo mpu aena. Thi KaTo MUOTOHHUATA € TeKKA U CE 3aCHIIBA OT
JeTIONSPU3UPAIIN areHTH, HUKOTa He Tps0Ba Ja ce mpujiara Kajauil KaTo JUarHOCTUYHO
CPENCTBO.

I.11.7. XunokanueMu4Ha MEPHOIMYIHA MAPAJIN3A
JBe mytaruu B reHa (CACLN 1 A3), koaupany ol cyOeaununara Ha L-Tun KaaueBHs KaHail
(DHP peuenTop) npuunHABAT KIMHUYHATA KapTHHA Tpu noBede oT 50% ot dpamunuure.



- ABTO30MHO-/IOMHUHATHO YHACJEsIBaHE C HaMaJleHa MTEHETPAHTHOCT MPH KEHUTE
(CHOTHOIIIEHHETO MBXKE/KeHH ¢ 3-4/1).

- Hauano Ha 3a00/151BaHETO - TEKKHUTE CIIydau ca ¢ Ha4aJio B PaHHO JIETCTBO, okoJio 60% ca ¢
Hayajo npeau 16 roa. Bb3pacT, a JEKUTE ClIyyau ca ¢ KbCHO HAYaJlo B TPETO JECETUIIETHSL.

- Kimuanynmu npusHaiy - enu301u Ha cliaboCT, 0OOMKHOBEHO BHB BTOpaTa MOJIOBMHA HA HOIIITA
WIM B paHHA YTpuH. [IbpBOHAYaIHO €MU30AUTE ca PEAKH, HO CJIE] HIKOJIKO Mecela Uilu
T'OJIMHHU 3a4€CTSIBAT, MOHAKOTa ca exenHeBHU. CrabocTTa MOXKe J]a BapHpa 10 TEXKECT OT JIeKa
BpeMeHHa cJ1a00CT Ha W30JIMpaHa MYCKyJIHA Ipyla /10 TeHepallu3upaHa napanusa.
OOUKHOBEHO CUJIaTa MOCTENEHHO C€ Bh3CTAHOBSIBA B PAMKUTE HAa JICHS.

[Tonsikora cnaboctra mpoabikaBa /iBa 10 Tpu JHU. [IpoBokanys 3a HOIIHUSA €MU30/ YECTO €
ycriieHaTa pu3ndecka aKTHBHOCT WJIM OoraTa Ha BBIIICXHIPATH XpaHa B TIPEIX0XKTAITUS JICH.
Jlexara (pu3myecka akTUBHOCT MOYKE TTOHSKOTa JIa TPEA0TBPATH WU OTCPOUHU JICKUTE
enu3ou. [1o Bpeme Ha TEXKHUTE €MU30/IM CEPYMHUST Kaauil HaMassiBa U MOXKE J1a IPUIMHHI
cunycoBa Opagukapaus U EKI" npusnainu Ha xunokanuemus. JIMTicBaT KakTo KIIMHUYHA, TaKa
U eJIeKTpuYHa MHOTOHUS. He3aBucHMO OT TexecTTa U yecToTaTa Ha MapaJTuTHIHUTE STTH30/11,
30% OT manueHTUTe pa3BUBaT MPOTPECHUBHA TPOKCUMAIHA MUOTIATHSI C IEPMaHEHTHA
ocTaTbh4Ha c1aboCT.

- Jleuenre — B IPUCTHIT — TIEP OC KATTUEB XJIOPHUJ, TIPH TEXBK MPHUCTHIT — U.B., MOHUTOPHUPAHE
Ha EKI" u cepymen kanuii. [Ipodunaktrka — amera3osiaMu/l, Kaquii-ChXpaHsIBaIlH
IMypeTuly, 6eta GiokepH.

OO0maTa aHecTe3usl NP NAIMEHTH C HAKOM MYCKYJIHU 3a00J1IBaHUs MO3Ke 12 1oBejie /10
YCJI0KHEH U, HANOI00sBAIIlM MAJTUTHeHA xuneprepmusd. [Ipu nucrpoduannre u
HEAUCTPOPUYHN MUOTOHUH U MEPUOJUYHUTE Napanu3u succinylcholine u npyru
JETOJISPU3UPALIN MUOPEIAaKCaHTH MOTaT J1a MPEeIU3BUKAT CUJITHA MUOTOHUYHA peaKkus B
OTJICJTHU MYCKYJIM /Harmp. M. MaceTep, Mo-psIKO AUXATETHU U IPYTH CKEJIETHU MYCKYIIH/.
MpuoTtoHusTa MOXe J1a ce 3aAbJI004YM U OT MIpUJIaraHe Ha KaJlui U aHTUXOJIMHECTEpa3HU
MEJMKaMEHTH, KaKTO U IPU OPEMEHHOCT U XUIIOTUPOUAU3BM. 3a JICUEHHE CE U3M0I3BAT
MEKCUJIETHH, JUJI0KauH U TEXHU Mpou3BoaHU. [Ipu mporpecupaia kpusa oT MaJIurHEHa
XUIIEPTEPMUS UITH NP TEKKA MUOTOHUYHA PEAKIUs Ce Mpuiara J1aHTPOJICH.

1.12. KoHreHuTajJJHu MMACTEHHU CHHAPOMU

[IpeacraBnsgBar rpymna oT HaCcJIEACTBEHU BPOJACHH 3a00JIIBaHUS, 3acsATaIld HEBPO-
MYCKYJTHOTO TpeaBaHe.

PaznuuaBaT ce OT aBTOMMYHHHTE MHUACTEHUS TPABUC U CHHIpOM Ha JIaMOBpT-HITHH 1O
JMIIcaTa Ha ChOTBETHH aHTHTeNa. Kiacudumupar ce Ha 6a3ata Ha KIIMHAYHU, TCHETUYHH U
HEBPO(PHU3UOJIOTHYHHA KPUTEPHHU.

Tun I aBT030MHO-penecCUBHA

1. la — pamunHa nHpaHTUIHA MHACTCHHS

2. Ib — nosic-xpaiink MuacTeHus

3. Ic — aneTmiIXoMMHECTEpaA3CH NeUITUT

4. |d — aneTHaXoIuH perenTopeH AT

Tun II aBTO30MHO-TOMHHAHTHH

1. lla — cungpom Ha GaBHUTE KaHAIN

Tun 111

Crnopanuunau cinyvao Bo€ u 6e3 haMUITHOCT ¢ U3KITFOYeHAa MUACTEHHS TPaBUC.

H3BecTHO €, UC KOHI'CHUTAJIHUTC MUACTCHHU CUHAPOMHU CC IIPUIHUHABAT OT MyTallUU B
Ppa3jIniHu T'CHU, UMAIll OTHOILICHUEC KbM HEBPOMYCKYIIHOTO IMPEAABAHC - COLQ IcHa u
T'CHUTC 3a O- B- O- U &- CY6C,Z[I/IHI/II_[I/ITC Ha allCTUIIXOJIMHOBUS PCUCIITOP.

B B’bJIFapI/ISI € JUArHoCTULIUPAH AP KOoHTeHHTaJIeH MHACTCHCH CUHAPOM THIIL Ia. YcranopsBa



ce myrtarusaTa 1267delG B e-cyOenuHuIaTa Ha aleTHIXOJIWHOBHA penenTtop. Knuauaaust
(eHOTHUII ce ChCTOH OT: HayaJl0 HEMOCPEICTBEHO CIIE/ PaXKJaHETO, 1T03a U BhHIITHA
odranmoruierus, naroJioruyHa OyabapHa U IPOKCHUMAaIHA MYCKYJIHA YMOPSEMOCT C
JICHOHOIIHA JMHAMUKA U 3aCUJIBaIIa C€ MPU (PU3HUECKH YCUIIHSL.

MmuacTeHHaTa CHMIITOMATHKA € HAali-TeKKO MPOsSBEHA B IBPBUTE TOJMHU CJIEH PAKIAHETO.
ChC ch3psIBAaHETO HACTHIIBA CTAOMIIN3UPAHE B ChCTOSIHUETO HAa OOJTHUTE, a B TTO-KbCHA
BB3pAcCT HAKOM OT cuMNTomMuTe (0ynbanHa u NpoKCHUMalHa MYCKYJIHA YMOPSIEMOCT)
n30JIeHABAT U U34e3BaT. BrHIIHATA O(TaMOIIIeTns € Halli-TIOCTOSIHHUS CHMIITOM TIPH TOBA
3abomnsBaHe. PeneTuTuBHATA CTUMYAIMS TOKa3Ba JEKPEMEHTEH OTIOBOP Ha HUCKH YECTOTH.
CumnToMaTHKaTa YaCTHYHO CE MOBJIMSBA OT AHTUXOJIMHECTEPA3HA TEPATTHSL.

Tepanus: He ce mpuiaraT THMEKTOMUS 1 KOPTUKOCTEPOHUIHO JICUCHHE.

[Tpu KOHTeHUTAJIeH MHACTEHEH CHHAPOM THII la- ledeHne ¢ aHTUXOJIMHECTEPA3HU
MEIUKaMEHTH.

1.13. Hacaeacreenn moropHo-ceTuBHU HeBponatuu (HMCH)
Jluaznocmuyunu Kpumepuu:
1. CumerpuyHa MycKyiHa caabocT, mpeoOiaiaBamio 3acsramia JUCTATHUTE YaCTH Ha JOJTHUTE
KpalHHMIIY.

Jlunca nHa AxunoBu peduiekcu. JIBycTpaHeH pes cavus.
2. CeTBHM HApYILICHUS OT TUCTAJIEH THUI
3. Ipyru HENOCTOSTHHY NMPU3HAIY ca: 3acsiraHe Ha CEH30pHUTE OpraHu (3peHue, ciyx),
aTakCcHs M TPEMOp, CKOJIN03a, apTpOrpuIo3a, MUupaMHuIHU IpU3HALIH, HApyllIeHUue Ha
OKYJIOMOTOPHUTE U OynOapHUTE QPYHKIUN
4. Morat ia ne0roTupar BbB BCSIKA Bb3PacT.
5. XoabT Bapupa oT 0Bp30 10 OaBHO MPOTPECUpall Mpy Pa3TuIHUTE POPMHU.
6. EHI" npoMeHu oT neMuenuHru3upanl, akCoOHaJIEH WJIM CMECEH THIT B 3aBUCUMOCT OT
¢dopmarta u cranus H'a HMCH. HMCH tun I ca nemuenuansupaiin, ¢ HaMajJeHd CKOPOCTH Ha
MPOBEXKIAHE 10 JBUTATEITHUTE BJIakHA Ha H.Meauanyc < 38 (42) m/cex.; HMCH tun II ca
AKCOHAJTHU C HOPMAJTHU WK OJIM3KH JI0 HOPMAJTHUTE CKOPOCTH Ha MIPOBEXAaHe, > 38 (42)
M/CEK. TI0O H.MEJTUaHYyC.
7. XUCTOJIOTUYHOTO M3CIIe[BaHE HA CypaliHa HEBpaJiHa OMOIICUS TOKa3Ba OTHOCUTEITHO
cnenuduunu nmpomeHu npu paznuuyaute HMCH: noHmwkeHue mibTHOCTTa Ha 001mus Opoii Ha
MUEIMHU3UPAHUTE BIaKHa, "ITyKOBUIM'", TApaHOAaJHA U CETMEHTHA JeMHUETMHU3AUS U
pEMUEIMHU3AIINS, aKCOHAIHA JAeTeHepalus U Jp.
8. Tun Ha yHaciensBaHe: aBTO30MHO-IOMHUHAHTEH, aBTO30MHO-pELIeCUBEH, X-CBbP3aH.
9. MonekynsapHO-TeHETUUHUSAT aHaJIu3 OTKpUBA ckaueHoCT ¢ Haj 30 pa3uyHu reHeTHYHU
noxkycu umytanuu B Haf 20 rena. Knunnunuar ¢penotun na HMCH,
eJIeKTPO(U3UOIOTUYHOTO U3CIIEIBaHE U HAUMHBT HA YHACIEIIBaHEe HACOUBAT KAKbB
MOJIEKYJISIPHO-TEHETHYEH aHAIN3 CIIE/IBA JIa Ce MpeArprueMe.
Haii-uecrata popma e HMCH tun 1A, kosto npeacrasnsia 70% or HMCH tum I cnygaute
U ce ObJDKU Ha aymnkauus Ha PMP22 rena Bepxy 17p11.2 xpomosoma. B 30% ot ciiyuaute
ce Kacae 3a “‘Jie HOBO BB3HUKHAIMU AYIUTMKALUU. J(enerus Ha ChIius I'eH BOIU A0 Apyra
YyecTa aBTO30MHO-JOMUHAHTHA JopMa — HACJIEICTBEHA HEBPOTIATUS ChC CKIIOHHOCT KbM
napanusu npu nputrckane. CpaBHUTETHO YecTa € U X-cBbp3aHaTa Gopma ¢ myranuu B Cx32
reHa, P KOSATO MBKETe OOMKHOBEHO Ca MO-TEKKO 3aCErHATH OT KEHUTE U C TIO-HUCKU
CKOpOCTH Ha npoBexaane. OT aBTo30MHO-ToMuHaHTHUTE akcoHanHu HMCH tun 11 Haii-
gecTa BEpOsITHO 1Ie ce okaxe Tul 2A gopmara ¢ myrauuu B MFN2 rena Bbpxy 1p36
xpomo3oma. B bearapus 3acera ca HaOarogaBaHu JB€ aBTO30MHO-pPElIeCUBHU (popMH —
HMCH tun Jlom 1t HMCH tun Pyce, ¢ Hayano obukHoBeHO B 1-Bo necermiierue karo HMCH
turn Jlom e nmo-yecra v no-TexKa, ¢ U3saBa Ha riyxorta cies 20-ta roguHa ot xkuBoTa. Tpera



aBTO30MHO-pPElIECBHA HEBpoNaTus B bbirapus € Ta3u npu CHHIPOMA Ha KOHI€HUTAIHA
KarapakTa JuieB qu3Mopdussm u HeBponaTus. Cuaapomute Ha Jlexepun- CoTa u
KOHI€HUTAJTHA XUIIOMHUEIIMHUA3AIMS Hall-4eCTO ce ABJIKAT Ha /1€ HOBO Bb3HUKHAIU MYyTallUU
B PMP22 unu MPZ renure.

[Topaau HaIMUMETO HA 3HAYMTEIICH MIPOLICHT CIIOPAIMYHU CIIydau C IeMHUEIIMHU3Mpalia
MOJIMHEBPOMATHS C YCTAHOBEHH “7Ie HOBO™ MYyTallMU — HAl-4€CTO ACNIeUs WIN TyTUTUKALIAS
Ha PMP22, Ho Taka cbi1o u ToukoBu myTaruu B PMP22, Cx32, MPZ, monekymsipHoO-
TEHETUYHOTO U3CIIEBAHE CE€ OKa3Ba BAXKHO JIOMBJIHEHHE 32 AU(PEPECHIIUPAHE HA TCHETUYHUTE
U pua00uTH niepudepHu HEBPOTIATUH IOPU U MPU HeaMUIIHA XPOHUYHA HEBPOTIATHSL.

1.14. Cnimnannna myckyJ/Ha aTpogus

CnuHaiHaTa MyCKyJIHa aTpo(us € HacleACTBEHO 3a00JIABaHe, 3acsAraIio nepudepHus
JIBUTATEJICH HEBPOH.

Pa3znnuaBaT ce MpoKCUMAaIHU U TUCTAJIHU (HAcJIeACTBEHa MOTOPHA HEBPOIATHUsl) GOpPMHU.
Cpen npoxkcumanaute ¢popmu ce HaomoaasaT AP, AJl (peaxu) u X-cBbp3anu GopMu
(cunnpom Ha Kenenn).

Jluaenocmuunu kxpumepuu 3a nav-yvecmama AP npokcumanna gpopma:

1. Hauanoto Ha 3a00/1sIBaHETO € :

A/ ot paxxnanero 1o 6 mecer; mpu CMA tum [

b/ npeau 18 meceny npu CMA Tun 11

B/ cnen 18 meceny mpu CMA tun 111

2. Xon Ha 3a00JIIBaHETO

[Tpu CMA tun I u Il cniupa neurarenHoto passurtue. Jlenara cbc CMA tun I He Morat na
cemaT 6e3 mojakpena; nenara cb¢ CMA tum Il He npoxoxaaT; naruentute cb¢ CMA Tum 111
pa3BUBAT CIIOCOOHOCTTA 32 XOJICHE.

[Tpu CMA tun I cMbpTTa HacTHIIBA IPEeaAH 2 T.;

[Tpu CMA tun II - Han 2 r.; [Tpu CMA Tun III - B 3psna Bb3pacr.

3. CuMeTpuvHa MYCKYJTHA CJIa0OCT B TpyIa U KpalHUIUTE (TPOKCUMATHUTE MYCKYJIH ca TI0 -
3aCeTHATH OT AUCTAIHUTE; TOJTHUTE KPAWHHIIM Ca IM0-3aCETHATH OT TOPHUTE).

4. KOK e nosumiena 10 10 mbTy HaJl HOpMaTta.

5. EMI" nanHu 3a abHOpMHA CIIOHTaHHA aKTUBHOCT - (UOpHUIIAIIUH, TIO3UTUBHHU OCTPH BBJIHH,
(hacuuKyanyy; MOBUIIICHA CPEAHA MPOIBIDKUTEITHOCT U aMIUTUTY/Ia Ha aKIIMOHHUTE
MMOTEHIM AN

6. XHUCTOJOTUYHOTO U3CIICIBAHE IMOKAa3Ba I'PYIH OT aTpo(UYHM BJIAKHA OT JIBaTa TUIIA U
XUNEPTPO(UYHHU BIAKHA OT THII |

7. MonekynsapHO-TeHEeTHUHUAT aHalu3 ycraHoBsaBa aedekt B SMN rena Bepxy 5q12.2-913.

b. TEPAIIUA HA HEBPO-MYCKYJIHUTE 3ABOJIABAHUSA

1. MEAUKAMEHTO3HA TEPAIIUS — prednisolone ipu I[IM/I-/{romien; neueHue Ha
MUOTOHUYHHTE 3a00JIIBaHUS U TIEPUOAUYHUTE MapaTnu3u

2. ©U3NOTEPAIINA U PEXABUJIMTALIUA. Len Ha pexaOMIUTAIMOHHUTE MEPOTPHUSITHSI-
Jla ce MakcUManu3upa GyHKIMOHATHUAT KalaluTeT, a € YIBIDKU WIH MOIIbpiKa
He3aBUCUMO (YHKIIMOHHUPAHE U TOJIBHXKHOCT, J1a C€ PEJOTBPATH WU MOATHUCHE PA3BUTHUETO
Ha Ae(OpPMUTETH U CHPACUHO-0eT0IpOOHH HAPYIIIEHHS] U J]a C€ OCUTYPH JOCTBHII 32 IBITHO
WHTErpUpaHe B 00IIECTBOTO ¢ JOOPO KayecTBO Ha KUBOT. JledyeHunero e Haii-nmolpe na ce
W3BBPIIBA OT EKHUII OT JIeKapu, GU3noTepaneBTH, paboTHU TepareBTH, JOTONEI!, COITHATHU
pabOTHUIM, ICUXOJIO3U U JPYTH.

JleyeHHETO € LEeIEHACOUYEHO U MHOTOCTPAaHHO.



3. OPTE3HHU CPEJCTBA- mmHu, KOJIaHU, KOPCETH, OPTOTIEIUYHU OOYBKU

4. OPTONNEJANYHU KOPEKIIMU HA XOINJIATA

5. JEHEHUE HA COMATUYHUTE YCJIOXHEHUA n ITPU HEOBXOAUMOCT
OT UHTEH3UBHO JIEYEHHME - npoBexna ce B cboTBeTHOTO oTAeaeHue wim B CAPHAJI
Ha

MHOTOMpodHITHATa OOHHIIA IO MECTOKHUBECHE.

B. IPO®UJIAKTUKA HA HEBPO-MYCKYJIHUTE 3ABOJIABAHUSA

1. U3sacHsBaHe Ha reHeTHYHHA Je(PEeKT, OTTOBOPEH 3a 3200 IsIBAaHETO.

2. Meauko-reHeTHYHO KOHCYJITUPAHE Ha 3aCErHaTOTO CEMEICTBO.

3. [IpenaTanHa qMarHoCTHKa Ha OPEMEHHOCTUTE B 3aCE€THATUTE CEMENCTBA.

4. TlpoBexxaHe Ha CEeIEKTUBEH CKPUHUHT 32 OIPEIIEHN HEBPO-MYCKYJIHHU 3a00JIIBaHNsI BbB
BHUCOKO-PUCKOBU I'PYIIH.

A. JUCITAHCEPU3ALIUA HA HEBPO-MYCKYJIHUTE 3ABOJISIBAHUSA

N3BwpmiBa ce B onpenenenns or M3 HarmoHasieH IeHTHP MO HEBPOMYCKYJTHU 3200 IsIBaHHUS.
Jeitnoctu Ha LleHThpa ca quarHoCcTUIIMpaHe, JedeHre, TPo(PHIaKTHKA U eMUIEMUOIOTUIHO
XapakTepu3upaHe Ha HEBPOMYCKYITHUTE 3a00siBanus B bearapus. [lenTspbT padbotn
CHBMECTHO ChC CTECIHATN3UPAHN YHUBEPCUTETCKU KIMHUKH H

otnenenus no Jlercka HeBposorus, Hesponorus, Monekynspaa 6uosnorus, Pexadunuranus.
N3naBane Ha nokymentu 3a TEJIK, onpenensine Ha cTeneH 3a MHBATUAHOCT, COLIMATHU
TPHKH.

AJITOPUTHM 3A JEVMCTBUE HA PA3JIMYHUTE HUBA HA IMATHOCTHUKA U
JEYEHHUE HA HEBPO-MYCKYJIHUTE 3ABOJISIBAHUSI

OcbiecTBaBa Ha 2 HUBA CHOOPA3HO JUATHOCTHYHHUTE BH3MOKHOCTH OT HEBPOJIO3H,
NnpopuIMpaHy MeIUATPH B PAMKHUTE HA 1000JJHUYHA U OOJTHUYHA TIOMOIIL.

HUBA HA UBITBJIHUTEJIN

IIspBoTO HUBO ¢ noOoTHMYHATA oMot OITJI, cienuanucT —HEBPOJIO3H, TPOPUITHPAHU
neauaTpu, cnennanusupanu kabunetu B JIKL niam Ha uHAMBHTyanHa MpaKkTUKa C
BB3MOXHOCTH 32 HEBPOJIOTUYHO H3cienBane, crangaptia EMI', knunuko-naboparopen
MHUHUMYM. /lnarsoctukara v IS4EHUETO Ha TOBA HUBO CE€ U3BBPIIBAT OT HEBPOJIO3U U
neauatpu. [Ipu nocraBeHa auar€o3a He0OOXOIUMOCT OT PU3UOTEPANHS U PEeXaOUITUTAIIMS -
crenuanucT GU3NOoTepaneBT U pexaduIuTaTop.

BTopo HuBo ¢ 6ostHruHara nomoi. Pa3aens ce Ha II-A (MBAJI) u [I-b (YMBAJI u
YCBAJD):

II-A nuBo BxiirouBa MBAJI che crieninaancTu-HEBPOJIO3H, IE€TCKA HEBPOJIO3H WITH
npouIMpaHy 3a JeTcKa Bb3PacT HEBPOJIO3H U MEIUaTPU ¢ HEBPOJOTHYEH podu,
HEBPO(PU3UOIIO3U: HEBPOJIOTHYHO U MICUXOJOTUYHO U3CIIE/IBaHe, pa3lInpeHH Ja00paToOpHU U
EMI" uzcnenBanus. [Ipu ieueHne Haa COMaTUUHHUTE YCIIOKHEHHUS- CIEIIUAINCT 110 BHTPELIHU
0oJecTu, KapAUOJIOT, PpEaHUMATOP.

II-b HuBo BritouBa yHuBepcurerckure 6oaHuLM (YMBAJI, YCBAJI) ¢ HEeBpoJIOTUYHUTE U
J€TCKW HEBPOJIOTUYHU KJIMHUKH, OTACIICHUS U TEXHUTE CIIEHUATM3UPAHNA KOHCYJITaTUBHU
KaOMHETH ¢ Bb3MOXKHOCTH 32 MPELU3HH CIICIUATH3UPaHN HEBPO(DU3HOIOTHUHH,
CHeIHaTU3UPaHU MTaTOJIOTO0AHATOMUYHH (XUCTOXUMHUYHU, IMYHOXHUCTOXUMHUYHH,
€JIEKTPOHHOMUKPOCKOTICKM) M TEHETUYHHU U MOJIEKYJISIPHO-T€HETUUHU U3CIIeIBAHMUSL.



HeiicrBus na IIbPBO HUBO (M3BbHBOJIHUWYHA MEJUIINHCKA ITOMOIII)
1. HevictBust na OILI:

o [lpu Hanuuue Ha porpecupaliy IpOMEHU B MYCKYyJIHaTa CHJIa Ha 4-Te€ KpallHUKa,
noxojxara, arpouu, KOHTpaKTypu- HacouBaHe 3a kinHuyeH MuHuMyM, [IKK, CVE,
K®K, ACAT, AJIAT, annona3za, mpu HEOOXOJUMOCT- CEPYMHU €JIEKPOJIUTH, U
HAaCOYBAaHE 32 KOHCYJITALMS ChC CIIELUAIIMCT- HEBPOJIOT.

o [lpu nocraBena auarHo3a MpoBeEXkAa KOHTPOJI HA COMAaTUYHUSA CTaTyC, IIPU
HE00X0IMMOCT HACOYBA 32 KOHCYATALUU C KapAHOJIOT, HEBPOJIOT, (PU3HOTEeparneBT,
OpToIIe.

2. CenuanucT HEBPOJIOT, AETCKU HEBPOJIOT:

o Hesponoruden nperuen.

o EMI wuscnenBane.

o Ilpu ycraHoBsiBaHE Ha HEBPO-MYCKYJIHO 3a00JsiBaHEe Ha 0a3aTa Ha HEBPOJIOTUYEH
MIperjiesl ¢ yCTaHOBSIBaHE Ha BsUIO-TIAPETUYEH CUHIPOM C IPOrpecupar Xoz,
Bb3MOXHHU nmpomeHu B KOK, ACAT, AJIAT, npomenu B EMI', nHacouBamu 3a
IEPBUYHO-MYCKYJTHO 3a00JIIBaHe, TEpU(PEPHOHEPBHO WIIH MPETHOPOTOBO >
HacouBaHe 3a m3ciuensane B MBAJI, YMBAJI (EMI', myckynHa Ouoticus ¢
MMYHOXHMCTOXUMHS WU IPU HEOOXOAUMOCT-EJIEKTPOHHA MUKPOCKOTIS), TEHETUNYHU U
MOJIEKYJISIPHO-OMOJIOTMUHH U3CJIEIBAaHUSM T€HEeTUYHA KOHCYITAIUS C OTJIe]
poQuiIaKkTHUKa.

* Kontponupa nepuoauyHo OOJHUTE C YTOYHEHO HEBPOMYCKYJIHO 3a00JisiBaHe
* HacouBane Ha OOJIHUTE C YTOUYHEHO HEBPOMYCKYJTHO 3a00JIIBaHE 3a PeXaOMIUTAIIHS
Y CaHATOPHAJIHO JICUEHUE

HeiicrBust Ha BTOPO HUBO (BOJIHUYHA ITOMOIL)

ILA. nuBo: JleiicrBuss B MBAJI

1. [Ipu comaTH4HU yCIOKHEHUSI OOTHUTE C YTOUHEHU HEBPOMYCKYIIHH 3200 IsIBaHUS Ce
xocnuTtanuzupar no cremnHoctT B MBAJI o MecTokuBeene 3a Obp30 U aJIeKBATHO JICUCHHUE.
2. ITpu HEOOXOAMMOCT OT PAaHMMAITMOHHU TpHkKHU- HacouBaHe kKkbM CAPUJI mo
MECTOKHBEECHE.

II.b.HuBO- YHUBepCUTETCKA 0OJTHUIIA

Exun or cnenuajucru :

e  CIIELIUAJIHCT - HEBPOJIOT;
e enekrodusmnotor (cnenuanuzupadn EMI kabuner);
e XUPYPT 32 MYCKYJHH (UJIU HEpPBHA) OUOTICHS;
e maroMop}oIior (C BH3MOKHOCT 3a ClIeHUaTH3UPaHd UMYHOXUCTOXUMUYHH
W3cneABaHus 3a TMCTPO(UH, CApKOTIIMKAaHU U T.H.);
e  CIICLIMATHCT MO T€HETUKA;
e  CIIELUAJHCT MO MOJEKYJISIpHA OMONOTHS /KIMHUYHA XUMUST/
e  CIENHATUCT-KapIUOJIOT
e  CIEUHATUCT-IIYIMOJIOT
B ynuBepcurerckure 60aaunu ce n3pbpumsa JUATHOCTULIMPAHE upes:
* HeBposnoruuHo uscieasane
* Cneuunanusupanu EMI" uscnenanus
* MyckynHa OUOTICUS C XUCTOJIOTUYHO, UMYHOXUCTOXHMHUYHO, XUCTOXHUMHYHO
M3clie/IBaHe Ha MYCKYJTHAaTa ThKaH MPH MYCKYJTHU AUCTPO(HH, MUOTIATUH, HAT00pe



mdepeHIrpany HEBPO-MYCKYTHH 3a00JIIBaHMs, IPU HEOOXOIUMOCT (BPOJCHU
MHUOTIATHH)- U €JIEKTPOHHO-MUKPOCKOIICKO HU3CIIEABAHE

* 'enernunu u3cnensanus, BkI. JJHK ananu3 crnen yrounsBane Ha peHOTUITHATA
XapaKTepUCTHKA Ha 3a00sBaHeTo- M3scHsIBaHe Ha FTeHETUYHUS 1e(DEKT, OTTOBOPEH 3a
3a00JIIBaHETO

* ['eHeTHYHA KOHCYNITAUsl HA CEMENCTBOTO

MNMPOP®PUIIAKTUKA HA HEBPO-MYCKYJIHUTE 3ABOJISABAHU S
BKJIIOYBA:

* MenmMKo-reHeTUYHO KOHCYITHUPAHE Ha 3aCErHaTOTO CEMENCTBO.

* [IpenaranHa auarHocTuka Ha OpEMEHHOCTUTE B 3aCETHATUTE CEMENCTBA.

* [IpoBek1aHe HA CENEKTUBEH CKPUHMHT 3a ONPEICIICHH HEBPO-MYCKYJIHH
3a00J1IBaHUS BbB BUCOKO-PUCKOBH I'PYIIH.

* 3naBane Ha nokymenTanus ¢ orsie TEJIK ¢ onpenensine Ha creneH Ha
HWHBAJIUIHOCT

BomxuTe ¢ yrouneHa nuarHo3a ce HacO4BaT 3a HAOJIIOICHHUE OT CIEIUATUCT HEBPOJIOT OT
NBMII, nuden nekap ¢ orjiea COMaTUYHU YCI0KHEHHMS, 33 TIEPUOINYHA PEXaOMIHTAIIHS.
BomxuTe ¢ yrouHeHa n1uarHo3a HEBpOMYCKYJTHO 3a00JIsIBaHe MOTaT Jia ce HaOJIro1aBaT u
KOHCYJITUPAT TIPH TAXHO KEJTaHUE OT crienuann3upad HarmonaneH meHTsp mo HeBpo-
MYCKYJITHU 3a00JI51BaHuUS.

JANUCITHAHCEPU3AIIUA HA HEBPO-MYCKYJIHUTE 3ABOJIABAHMUSI- n3BbpiiBa
ce B Hanimonanen 1ieHThp 1o HeBpOMYCKYITHH 3a0osisiBanus. JleitHoctu Ha [leHThpa ca
OpraHu3alys Ha TUarHoCTUIIMpaHe, JeueHre, MPoQUIaKTUKA U eMUIEMHOIOTHYHO
XapaKkTepu3upaHe Ha HEeBPOMYCKYIHUTe 3a0osBanus B bearapus. LleHTspbT pabotu
CBBMECTHO ChC CHEUATN3NPAHN YHUBEPCUTETCKU KJIMHUKU U OTAeNeHHs o [leTcka
HeBposorus, HeBpomorusi, Monekynsipaa 6uonorusi, PexaObunurarus.

N3naBane Ha noxkymentu 3a TEJIK, onpenensine Ha cTeneH 3a MHBAIUMAHOCT, COLIMJIAHU
TPHKH.
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