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JlucepTaluOHHUAT TPY/ € HanucaH Ha 217 MallMHONMMCHU CTpPaHMLM, BKIItouBamu 60
tabmuuu u 16 ¢urypu. bubmmorpadckuar cnuchk cbabpxka 497 aureparypHu

M3TOYHUKA, OT KOUTO 15 Ha Kupuinuua u 482 Ha JaTUHULA.

JlucepTalmoOHHHSAT TPY/ € 0OCHJICH M HACOYCH 3a MyOJIMYHa 3amuTa oT KatenpeHn chBet

Ha Karenpa o HeBposorus npu Menununcku yausepeuteT- Codus va 11.12.2023r

Odunmannara 3amura Ha IUMCEPTAMOHHUS Tpyn me ce chbetou Ha 08.05.2024r ot
14.004. B Aynmutopusita Ha Kimnauka o nepsuu 6onect, Y MBAJL ,,AnekcanapoBcka‘-

Cousi, mpu HAy4yHO >KYpHU B ChCTAaB:

1. Tlpod. n-p CunBust YepHuHkoBa, AMH (pELICH3HS)
[Ipod. Usan IleTpoB, aMH (peLieH3us)
[Ipod. AnbGena TomopoBa, 1OH (CTaHOBHIIIE)

[Ipod. Kpacumup ['eHoB, AMH (cTaHOBHILE)

ok wn

o1 Mapuana ['ocioguHOBa, M (CTaHOBHIIIE)

Marepuanure mo 3aigrara ca nyoJuKyBaHU Ha MHTepHeT cTpaHuuara Ha MY-Codus u ca Ha
pas3nojoxeHue Ha MHTepecyBamure ce B bubmmorexara Ha KimHuka mo HepBHU OoyiecTH-

YMBAIJI ,,Anexcanaposcka‘, Codus, Oyi. ,,C. I'eopru Coduiicku‘ 1

3abenexxka: Homepara Ha Tabnuuurte u ¢urypure B aBTopedepara He CHOTBETCTBAT Ha

HOMCEpaTra B ATUCCPTAIUOHHHUA TPYI.
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WM3n0a3BaHM ChHKpAIIICHHS

A/I- aBTO30MHO IOMUHAHTHA

BM- BponeHa MUOTOHUSA

K®K- kpearundpochoknnaza

EKT - enexrpokapauorpadust

BMC- BpoJieH MUacCTeHEH CUHIPOM
MP - nepMaHeHTHa MHOTOHHS

AChR- aneTuixoinHOBUTE pelenTopH
AChE- anetnnxonunecrepasa

RyR - puanoauHOB penentop

DHPR- nuxuponupuinHOB peuenTop
GAA- xucena a-ImoKo31/1a3a
SCCMS- cunapomM Ha OaBEeH KaHAI
EDS- Ehlers-Danlos

TK 2- TuMuanH KuHa3a 2

ACAT- acmmaprat amuHoTpaHcdepasa

AJIAT- anaanH amuHOTpaHdepasa

AP-aBTO30MHO peliecuBHA

EMT - enekrpomuorpadust

[IKK- mpnHa KpbBHA KapTHHA

TTX- TeprpaToKCUH

MF - ¢gnykryupamia MUOTOHUS

NMJ- HeBpOMYCKyJEeH CHHAIC

Ach- anletunxonuH

ChAT - xonuH aneruirpancdepasa
SR- capkomniazMeHusi peTUKYIyM
ER- enpomiasMeHus peTUKYITyM
HM- HemanuHoOBa Muonarus
FCCMS- cunnpom Ha Obp3 KaHam

PD- Gonect va [Tomme

OU/I- puHKIMOHATIO U3CIEIBAHE HA TUIITIAHETO

NBS- nHannonanHa nporpama 3a CKpUHHHI Ha HOBOPOJICHU

RR-MADD- nedunut Ha MHOXKecTBeHa anuia-KoA nexuaporenasa

GSD- HapylieHHs Ha ChbXpPaHEHUETO HA INIUKOTEH

FAO- nedextn Ha okucIeHHE HA MACTHU KUCEIIMHU

ERT- en3um 3amectuTenHa Tepanus

rhGAA- pexoMOMHaHTHA YOBEIIKa KHcea anda-rioKo3uaa3a

WES- cexBeHupane Ha 1e1s €K30M

WGS- cexkBeHupaHe Ha 1eJIds TEHOM

OXPHOS- okcugatuBHOTO (hochopuiupane

CPEO- xpoHHYHaTa NporpecuBHa BhHIIIHA O()TaIMOIIIET sl



KiMHHUKO-TeHeTHYHH MpoyyBaHusi Ha BpPOACHHUTEC MHOTOHHH,

MeTa00JITUTHH U MHUTOXOHIAPHAJIHH 3a00/1IBaHNS HA MYCKYJIUTE

BnBenenue

BpOI[eHI/ITC MHOTOHHU, MeTaOOIUTHUTE U MHUTOXOHAPHUAITHUTEC 336OJI$IBaHI/I$I npeacTaBJIsiBaT
penku, (QEHOTHITHO W TEHOTUIIHO XETePOTeHHH OojiecTh ¢ O0aBHO Mporpecupani Xoj.
[IpyunHsABaT ce OT MyTauMM B I'€HU KOJIMPAIIHM CKEJIIETHO-MYCKYJHM WHOHHU KAaHAJIHW IpPH
BpPOACHUTC MUOTOHUHU, OT MyTallUW B I'CHU, KOJUpPAIIU CTPYKTYPHHU 6CJ'ITT)III/I Ipu BPpOACHUTC
MHUOIIATHU U OT MyTallMW B T'CHU, KOAHWPAIOX CH3MMH, YyHAaCTBAIIHU B KIIIOYOBHU OMOXMMUYHU
MBTHINA, CBBP3aHH CHhC CHXpaHEHHWE, METAaOOJM3WpaHe W U3MOJ3BaHE Ha CyOCTpaTHTe,
HEOOXOMMU 3a TCHEpUpaHEe Ha MYCKYJTHA €HEPTUsl MPH META0OJUTHUTE MUOTIATHH.

3a0onsBaHusATa 3acsrarT  CTpyKTypara U (yHKUMATa Ha HalpeyHo-HaOpasaeHaTa
MYCKYJIHAa TbKaH U BOJAT 0 PAa3BUTHEC HAa CUMIITOMU KaTO MUOTOHUWA U IIEPHUOJUYHA ITapain3a
IpU KaHAJOMAaTHHTE, MYCKYITHA CIab0OCT M XWIIOTOHHS, C PEAWIa KOCTHU Ae(DOPMHUTETH U
crienU(pUYHA XHCTONATOJIOTUYHH TPOMEHU HAOIONABAHM INPH MYCKYyJIHAaTa OHWONCHS, TIpH
BPOJICHUTE MHOMNATHH, KaKTO M CKEJETHaTa, ChpACYHA M IVIaJKOMYCKYyJIHaTa AUCQYHKIHS,
3acsiraHe Ha LEHTpajHaTa HEpBHA CHCTEMa W EHAOKPUMHHATAa CHCTEMa IPHU METAaOOIUTHHUTE
MHOIATHH.

Bponenure muacrennu cunapomu (BMC) ca rpyna ot HacnencTBeHH 3a00JIIBAaHMSA, TIPH
KOUTO € HapyIIeHO HEPBHO-MYCKYIIHOTO NpeaBaHe. [IpuunHsBaT ce OT MyTaIiy B TeHH, KOUTO
KOAWpAaT MNPOTEHHHM, y4yarBalld B HEBPOMYCKYJIHHMS CHHAIC W BOJCHIM 10 Je(PEKTHO
HeBpoMYCKynHO npenaBaHe. @enorunnao BMC ce mposiBsSBaT ¢ MOBHUIIEHA YMOPSIEMOCT U
IpexojHa WM TOCTOSIHHA cla0OCT Ha OYHHTE, JIMIEBUTE, Oyl0apHHTE, PECIHPAaTOPHUTE
MYCKYJI, MYCKYJIHTE Ha KpalHHIUTE W aKCHAJHATa MYCKylaTrypa, ¢ pa3jM4yHa CTEleH Ha
TexxecT. KIIMHUYHO HavanoTo Ha 3a00JsBaHETO € IIMPOKO BapHaOMIIHO- OT HEOHATATHUS
MEPUO/T J10 3psija Bb3PacCT.

OcHOBHa 1€ Ha HAcTOALIETO MH3CJeJBaHE € YTOYHSIBAaHE Ha KIMHUKO-TEHETHYHAaTa

Kopeiragus Mpu NMoCOYCHUTEC HEBPOMYCKYIITHU 3a00J1BaHUS B B’bﬂl"apl/lﬂ.



1. Ileau u 3aga4m

1.1 lle1n Ha mpoy4YBaHeTO:

1. Jla ce ompemensat reHeTWYHHTE Ae(PEKTH TpH OBITapCKUTE MAIMEHTH, OOyCIsIBAIIN
pPa3BUTHETO HA CIEIHUTE HEBPOMYCKYIHHU 3a00JIIBaHUS: BpPOJCHH MHOTOHHH, BPOJCHHU

MUOIIaTHUHU, KaBCOJIMNHOIIAaTUH, MeTa0OIMTHU MUOIIAaTHU U BpOACHU MUACTCHHW CUHAPOMMU.

2. Jla ce W3SCHAT CBILIECTBYBALLUTE TE€HOTUI-(PEHOTUIl KOpEJIalliu, NMPU TOPEONHCAHUTE

3a00J11BaHus, IPU OBITapCKU MAlIMEHTH.

1.2 3agaum Ha Npoy4YBaHEToO:

3a mocTUTraHeTo Ha TOPCONMMUCAaHUTE IEJIN Ca IOCTABCHU CICAHUTC 3a1a4u:

1. CpOupaHe Ha KOXOPTH OT MALIMEHTH ChC CIETHUTE KIMHUYHHU XapaKTEPUCTUKHU:

e MuoToHus, NosBsBaIIA Ce ciie/l EPUO/1 Ha TOKOM U MpeMUHaBalla ciell pa3/IBUKBaHe,
KaKTO M ICEB0ATIIETUYEH XaOUTyC MPU BPOJIEHU MUOTOHUU;

e MyckynHa c1aboCT, MyCKYJIHa XUIIOTOHHS, KaKTO M HAJIWYUETO Ha peaula KOCTHH
neopMUTETH NPU BPOJACHU MUOTIATHH;

e [lIporpecuBHa, NpOKCHMajaHAa, CHUMETPHUYHA MYCKyJIHa ciaboct, xumeprpodus Ha
mpacuute, MHANTHs, MHOTOHMs, TOfABSIBAallla C€ Clel I[OKOH, MYCKyJaHa
CBPBXBB30YAMMOCT, POSIBSBAIIIA C€ KATO MHAYLIUpaHa OT NEePKycHs Obp3a KOHTPAKIUS;
MYCKYJIHU KOHTPAKI[MH, KOUTO BB3HUKBAT B Pe3yATaT Ha MEXaHHUYHO pa3TAraHe Ha
MYCKYJIa IPH KaBEOJIMHOIATHH;

e [Iporpecupama myckynHa cinabocT, 3acsraiia Ta3oBaTa, CKalyjlapHaTa, akchajaHara
MYyCKyllaTypa ¥ MYCKyjlaTrypaTa Ha KpaWHUIUTE, MHUAITUS, MYCKYIHH CHa3MU H

HCTIOHOCUMOCT KBbM YIIPA)KHCHUS ITPU METa00IUTHH MHOITATHH.

2. I/ISB’LpI_HBaHC Ha reHeajorMyeH aHalu3 Ha CeMelcTBaTa Ha Te3U IalleHTH.

3. HOTB’Lp)K,[[aBaHe Ha Auar’to3ara ¢ NpoBCKIAAHCTO Ha MOJICKYIIIPHO-TCHECTUYCH aHAJIU3.

4, HpOBe)KI[aHC Ha HOI[pO6HO KIIMHUYHO HU3CJICABAHC HA IMMAIITUCHTUTE 3a IIPCLUHU3HO OIIPECACIISAHE
Ha KIIMHUYHUA UM q)eHOTI/IH.

5. I/IHCI)OpMI/IpaHe Ha MallMCHTUTC OTHOCHO CTAaHAApPTUTC HA TpUKa U HCO6X0,I[I/IMOCTT8. oT

CIKETOJHO MPOCIICAABAHC HA NUXATCIIHATA U CbpACYHATAa (I)YHKLII/IH.



6. HacouBaHe Ha MalUMEHTUTE M TEXHUTE CEMEMCTBA 3a IIPOBEXKIAHE HA TE€HETHUYHO
KOHCYITHpaHe U HTHPOPMHpPaHE 32 Bb3MOKHOCTTA 32 TeHETHYHA TPO(PHIAKTHKA B CEMEHCTBOTO.
7. BriroyBaHe Ha MAMEHTUTE B PErHCTPH, 32 BKIIOYBAHE B IMPOBEXKIAHETO HA OBACHIO

CTHOJIOTHYHO U IIATOTCHCTUYHO JICUCHUC.



2. KinnnyeH KOHTHMHIEeHT U METOAU HA U3CJIeaABaHe

2.1 KOHTHUHTEeHT
[Tanmentute ca quarHocTUMpanu B EXCIIEpTHHS LEHTHP MO HACIEACTBEHU HEBPOJIOTUYHU
1 MeTabomTHU 3a0omsBanus kbM Y MBAJL ,, AnekcanipoBcka‘.
B mucepranmoHHus TpyA ca BKIIOYEHH 0010 125 reHeTHYHO BepH(HIMPaHU MAIHMECHTH,
pasnpeesieHn KakTo CIIeBa:
= 12 mnamuenta ¢ BpojaeHa MHOTOHHSI C aBTO30MHO-PEIIECMBHO YHACJEIsBaHE -
['enepanuszupana muotonus Ha bekep;
= 2 manuenrta ¢ HarpueBo-kaHajgHa MUOTOHUS,
* | manueHT ¢ XUMoKaJueMUyHa ePUOIUYHA ITapaan3a;
= | nmanuenr ¢ [lapagokcanHa MUOTOHUS,
= 2 nanuenta ¢ KaBeonunonarus- ,,Rippling* muonarus;
= 5 manuenTa ¢ Muomnarus Ha Bethlem;
= 2 manuedTa cbe “Central core” MuonaTus;
= | manument ¢ anda-B kpucrainHOMATHSA;
= O pamuenTa ¢ bonect na Ilomme;

®= O] maruenTta ¢ BpoieH MUaCTEHEH CUHIPOM.

lect ot nanmeHTHTe, ¢ AMAarHo3a BpojeHa Muuonarus, ca AMarHOCTUIIMPAHU Ype3 eK30MHO
cekBenupane B The John Walton Muscular Dystrophy Research Centre, B yHuBepcurTera

Hrokacwi1, BenmukoOputaHus 1mo MexayHapoeH HayueH mpoekT My-Seq.

EI[I/IH MHalueHT, C Bpoz[eHa MHuoIarusa, € AUarHoCTUOHUpaH 4Ype€3 MOAJIOCTHO C€K30MHO
CCKBCHHUPAHC, IOCJICABAHO OT TApICTCH aHAJIMU3 Ha 466 reHa OT maHen ,,BponeHa MHUoOIaThs“ B

I'eneTnyHa 1 MeUKO-AMAarHOCTHYHA JTabopaTopus ,,Cell genetics®.

Enun manuent, ¢ Bponena MuonaTus, € AMarHOCTHIIMPAH Yype3 TeHEeTHYCH aHayiu3 Ha 143 reHa
BKJIFOYEHH B ISUIOCTEH TMaHEN 32 HEBPOMYCKYIHHU 3a00JsIBAaHUS W JOMBIHUTETHH TeHH 3a
MpeaBapuTeIHa OllEHKa 3a HAJTMYKe Ha HEBPOMYCKYITHO 3a00JIsiBaHE B TeHETHYHA J1a00paTopHst
,.Invitae®,

Cenemuanecer nanuenta, ¢ Kanananonarust u Rippling Mmuonarusi, ca JuarHoCTUIIMPAHU B

Menukoauarnoctuuyna naboparopus ,,l eHuka®.
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JleBer manumenTa, ¢ 6onect Ha Pompe, ca muarHoctunupanu B University Medical Centrer,
metabolic laboratory, XamOypr.

JleBeTaeceT M €QUH MAIMEHTa, C BPOAECH MHMACTEHEH CHHIPOM, Ca JAMAarHOCTHIIMPAHU B
HaIII/IOHaJIHa TCHECTHUYHA J'Ia60paTOpI/I$I n I/IHCTI/ITYTa II0 T€HETUYHa MECIUIIHA, YHI/IBepCI/ITCT Ha

Hrokacwn, BenukoOpuranusi.

2.2 MeTtoau Ha u3CjaeBaHe

[Ipy BCHMYKM TAIMEHTH, C IIeJI MOCTaBsSHE HA OKOHYATEIHA JWAarHo3a, MpOoCIeAsBaHEe Ha

CBhCTOSTHUETO MM B JMHAMHKA, KaKTO M OTYMTAHE Ha e(ekTa OT MPOBEXIaHATa Teparws, ca

MIPOBEJICHU CIICTHUTE U3CIICIBAHUS:

1. TlogpoOna anamHe3a, BKI. (paMIITHA;

2. Hesponoruues craryc;

3. Enexrpomuorpadus (EMI')— 3a onieHka u oxapakTepu3upaHe Ha MyCKYJTHOTO YBPEKIaHE;

4. Jlabopatopuu u3cnenBanus: kpeatunkuHasza (KK);

5. ®OyHKIMOHATHO HW3cienBaHe Ha aumianeto (CrupomeTpus) 3a olleHKa Ha OeronpoOHaTa

dbyHKIHSA;

6. Enexrpoxapmuorpadus (EKI') u exokapmmorpadus (ExoKI') 3a omenka Ha chbpaeuHuUs
CTarTyc;

7. dusznorepaneBTUYHA OLIEHKA- TPOBEX A CE€ MaHyaTHO MYCKYJIHO T€CTyBaHE 3a OI[CHKa Ha
MYCKyJHaTa cIa0doCT B OTACTHUTE MYCKYJIHHU rpynu nocpeactBoMm ckanta MRC (Medical
research council)- mpunosxenue #1;

8. MonekynsipHO-TeHETHUEH aHAJIU3 C LieJ MOTBbPKIaBaHe Ha KIIMHUYHATA JUarHo3a;

9. CneuuduyuHu BBIIPOCHULIN 32 OI[CHKA HA TEKECTTa Ha MUOTOHUSATA U BIUSHUETO U BBPXY

KaueCcTBOTO HAa KMBOT IMpHU NAIMEHTHU ¢ auarHosa [eHepanusupana mMuotonus Ha bekep u

HatpueBo-kaHaina MHOTOHHUS. 3a KIIMHUYHA OIIEHKA Ha ChCTOsIHUETO ce u3non3asaTr Timed Up

and Go (TUG) tect u Time-stands test (TST).

Timed Up and Go (TUG) tect- [lanueHTHT 3an04Ba T€CTa B CEIHAIO MOJOXKEHHE HA CTOJI C
BHCOUMHA 45CM., U3IIpaBs ce MPU KOMaH/Ia Ha JeKaps, N3MUHaBa 3 MeTpa pa3cTosiHue, oOpbIa
ce, BpbIIa ce J0 cTona u caga. OTduTta ce BPEMETo, 3a KOETO MAllMeHTHT CE CIpaBsi ChC
3amayara. [lanueHTuTe ce mpuaBMKBAT ¢ OOMYaiiHaTa CU CKOPOCT. 3IpaBUTE XOpa M3IIBbIIHABAT
TecTa 3a mo-mManko ot 10 cexyHau.

Time-stands test (TST) — u3non3Ba ce cToix ¢ BUcounHa 0OMKHOBeHO 43-45 cM. [lanneHThT

CC HMHCTPYKTHPA Ja CTaHC U Ja CCIHC 10 IoCJICAO0OBAaTCIIHN ITIbTH, BHB3MOXKHO Ha171-61,p30.
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OTunMTaHEeTO HA BPEMETO 3aBBPIIBA, KOTATO MAIMEHTHT ceaHe Ha crtona ciex 10-Toto
noBropenne. HecriocoOHOCTTA /1a ce M3IBIHAT A€CET MOBTOPEHUS 0€3 MOMOII UM M3MO0I3BaHE
Ha OTOpa Ha TOPEH KpailHUK MOKa3Ba HEYCIIeX HA TECTa.

10. Ckana 3a TexxecTra Ha BpOJICHaTa MHACTCHMS- 32 OIIEHKAa HAa TEXKECTTa Ha OCHOBHUTE
KJIIMHUYHO TPOSIBEHUW cUMNTOMU. Beuuku manmentu ca uscienBanu mo ckana (Congenital
Myasthenic Syndrome Combined Child/Adult form- nmpunoxenue #2). [lanuenture Osxa
OIICHECHU TI0 CJICTHUTE KIIMHUYHH TIPOSIBH:

1. Ounu cumnTomu (oranMornapesa u MTo3a);

2. bynbapna ciabocr;

3. CnabocT Ha aKCHaJTHUTE MYCKYJIH;

4. CnaboCT Ha NPOKCUMAIIHUTE U IUCTATHUTE MYCKYIIM Ha YETUPUTE KpallHUKA;

5. luxarenHa QyHKIUS.

3a wm3cnenBaHe HA JUILIONWS, MT03a, aKCHAITHA, IPOKCHMAITHA M IUCTAIHA MYCKYJIHA c1a0oCT
Ce W3MOJ3BaT YIPAXHEHUS 32 PA3IMYHU YaCTH Ha TSIOTO, HAIPUMED CJISTU Ce 3a T0sBa Ha
JMTIIONHS U TITO3a CJIe]] MTPOIBJDKUTETHO TTIeJlaHe Harope, M3MepBaHe Ha aKCHaTHaTa CHJIa 9pe3
3abpKaHe Ha IJIaBaTa MOBAWUTHATa Ha 45° OT Jer”Hanao MoJOKEHHUE, 32 MAKCUMAJIHO Bpeme 2
MuHyTd. OIeHKa Ha MPOKCUMasHaTa ci1aboCT Ha TOPHUS KpaHUK upe3 3aJbpiKaHe Ha pbKaTa
oTBeZeHa Ha 90° OT ceHaIo MOJI0KEHUE, MAKCUMAITHO BpeMe 4 MUHYTH U 3aJ/bpKaHe Ha KpaKa
Ha 45° OT JerHaJo MOJOKEeHHE, MakcuManHo Bpeme 100 cexyHaM, BCEKH KpakK ce M3CIeaBa
MOOTAETHO. AKcHanmHaTa ci1aboCT ce U3MepBa upe3 BPeMeTo, HEOOXOIUMO 3a M3MpPaBSIHE OT
10J1a IPEAU U cJie]l OIMCAHUTE TECTOBE 3a MyCKy/IHa cuiia. J(uxarennara GyHKUUS ce OlIeHsIBa

Ygpe€3 CIIUPOMETPHA B CCAHATIO U JICTHAJIIO ITOJIOKECHUE.
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3. Pe3yararu u 00CbiKIaHE

I'enoTun-gpeHorun Kopesaumn

3.1 KiyuHHYHA KAPTHHA H_MOJIEKYJISPHO-TeHeTHYEH pe3viaTaT npu 12 manmeHTH ¢

NOCTABEHA IUArHo3a: BpoaeHa MHOTOHHS ¢ ABTO30MHO PelleCHBEH THII HA YHaCJIeAsIBaHe-

reHepaju3upaHa MUOTOHMS Ha bekep

CpC)IHaTa BB3pacCT Ha MpossiBa Ha CUMIITOMUTEC IPU HNAOUCHTUTE C BponeHa MUOTOHUS THII
bexkep e 5.51. +£4.04, ¢ Bapuanus ot Ir. 7o 15 8.

e 3axenute- 5.51T. £4.7, ¢ Bapuanus ot 2r.6m. 10 11r.B.

e 3a mbxkere- 5.5 £ 4.1, ¢ Bapuanus ot 1 10 15rB.

[ ]
Cpennara Bb3pacT MpH MOCTaBsAHE Ha Auardosara: 26.91. + 18.8, ¢ Bapuanus ot Sr. 10 S6T.B.

e 3axeHu- 23r.6. = 25.8, c Bapuanus ot 4r. 70 531.B.

e 3a mbxke- 28r. £17.7, ¢ Bapuanums ot St. 10 S6I.B.

Cpennara Bb3pacT 1o BpeMe Ha usciieqaneto: 23.6tT. + 20.05, ¢ Bapuanus ot 3r.6m. 10 S6I.B.
e 3axenu: 25.51r. = 25.1, ¢ Bapuanus ot 3r.6m. 10 S3r.B.

e 3awmbxke: 19.6r. £ 17.8, ¢ Bapuanus ot St. 10 S6T.B.

[TepuoabT Ha 3a0aBsHe Ha quarHosara: 21.4r. £19.8, ¢ Bapuanus ot 1r.6M. 10 521
e 3axenu: 18.2r. £27.5, ¢ Bapuanus ot 1r.6m. 10 50r.

e 3ambxke: 22.51. £ 18.5, ¢ Bapuanus ot 2r. 10 52r.

Knuanaaure IIpOsIBKM Ha 6’[>HFapCKI/ITe IManueHTu C BpOACHA MHOTOHHSA THII BeKep ca

NMpEaACTaBCHU Ha Ta6J'II/ILIa 1.

Tabnmuma 1. KnMHMYHM XapaKTepUCTUKU M pEe3ylITaTH OT IMPOBEIECHUTE W3CIEIABAHUS HpPU

ManuCeHTUTE IIpU BponeHa MHOTOHHA THIT BeKep.

[TatienT HOMEpP 1 2 3 4 5 6 7 8 9 10 11 12
Bw3pact Ha | 4r. 2.5m Il 6r. 7r. 15r. 7r. Ir. 2r6Mm. | 3rn 3r |4rn
Hayajo
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Br3pact mpu | 25 5 14 51 21 17 21 13 4 53
MOCTaBsIHE Ha
JMar"o3ara

43

56r.

Ilon

I
BE
+x
z
BE
BE
z
BE
I
+ |3

+
+

IIepkycrnoHHM
MHUOTOHHYHH
(dheHoMeHH

T

TR

AKIMOHHU + + + + + + + + + +
MHOTOHUYHH
(heHoMeHH

Warm up- | + + + + + + + + + +
(dheHomeH

IIceBnoatnernyen | + + + + + + + i T T
Xa0uTyc

CxbceHn - + - - - - + + - -
AxuiecoBu
CYXOXKFTHSI

CyxoxmiHa - - - + - - - - - -
XHIMopeQIeKcus

Hamainena
MYCKyJHa cujia B | - - - + - - - - - -
MYyCKyJaTypara Ha
KpalHHMIIUTE

Muotonus Ha
JIMLeBarTa - - - + - - - - . +

MYCKYIIaTypa

Muanrus - - - + - - - - - -

3acuiBaHe Ha
OIJIaKBaHUATA He Ha He Ha He He He Ja He Ja
TIPH OXJIAXKIAHE

He

He

damuiHa Ha He He He He He He He Ja Ja
00pEeMEHEHOCT

He

He

IIporpecus Ha
omiakBaHusaTra ¢ | He Ha Ha Ha Ha Ha Ha Ja Ja Ja
BPEMETO

He

He

CPK Hopma g0 | 246 162 184 199 685 172 322 717 127 120
190 U/1

427

162

DEOI 76% 64% | 96% 98% 69%

OBK 64% 65% | 81% 83% 68%

IIposiBu Ha 3a001BaHETO:

IIpu Bcuuku OOJNHU BOJEI] CUMITOM € YCEIIAHETO 3a CTETHaTOCT Ha MYCKYJaTypara,
IPEeIMMHO 32 MPOKCHUMAJHUTE MYCKYJIM Ha JOJHHUTE KpalHUIM, MPOABIKABalla HIKOJIKO
CEKYH]IU, [T0-CUJIHO U3pa3eHa € IPH 3all0YBaHE Ha JBM)KCHUE U OT3BydYaBa CJENl pa3BUKBaHE
(MO-TPYHO Ce M3MPABST OT CEAHANIO MOJIOKEHNE, U3MUTBAT 3aTPYAHEHUE MTPU MHUIIMAIUS Ha
JBMDKEHHE- XO/IeHe, OAraHe, U3KauBaHe Ha CTHJIOH, TPYIHO OTIYCKAT NMPBCTUTE HAa pbKaTa Clie]
CBUBAHETO UM B IoMpYK). [Ipu Bcuku ce ycTaHOBsIBa TceBoaTIeTHUeH Xaburyc (durypa 1 u

2) HpI/I CAVWH MAaOUCHT OT MBIKKU IIOJI € HAJIUIEC IMO-CUJIHO PAa3BUTAa MYCKYJarypa OIIC OT
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HeoHarainHus nepuoj. [Ipu 4/12- omnakBaHusATa ce 3aCHIIBAT MPHU MO-HUCKA TeMIepaTypa Ha
OKOJIHaTa cpea. BcHyky manueHT! ca ¢ HOpMajIHO MOTOPHO M HEBPOIICUXUYHO pa3ButHe. 9/12
cboOIIaBar 3a 6aBHa IporpecHs Ha oIIaKBaHusATa BB BpemeTo. [Ipu 3/12 ca nanuie naHau 3a
(ammTHa 0OPEMEHEHOCT TI0 OTHOIICHNE Ha MHOTOHHS KOHTeHuTa. 1/12 manmenT cpoOmiaBa 3a
BB3HMKBAHEC Ha TPEXOJHA MYCKYJIHa claboCT ciel NpeMUHaBaHE Ha MHUOTOHUsTA. 2/12
CHOOIIABAT 32 CTETHATOCT, JIOKAIM3HpPAaHa OCBEH B MYCKYJIUTE Ha KpalHUIUTE, U B JIMIEBATa
myckynarypa. [Ipu 1/12 e Hanuie MUOTOHHS Ha JTbBKATEIIHATa MYCKYJIaTypa, KOsITO 3aTPyAHsBa
npentbianero. 1/12 cpobImaBa 3a CTETHATOCT HA MYCKYJIaTypaTa Ha IIHEH 1 JIyMOaJIeH OT/ied.
1/12 cpoOuiaBa 3a HaTMYKE Ha TAPECTE3UU B JOJTHUTE KpalHUIU MTPUIPYKaBaLd MUOTOHUSATA.

[Ipu 1/12 MuotoHusTa CE CHIIPOBOXKIA C MUANITHUS.

OT HEBPOJIOTMYHUS CTATyC NMPU BCUYKU MAIMEHTH CE€ YCTAaHOBSBAT U3PAa3€HU NMEPKYCUOHHU
U aKIIMOHHM MHOTOHUYHHU ()eHOMEHH, KakTo W warm up ¢eHomeH. [Ipu 4/12 nanueHTH e
HaJIMIIe CKbCSBaHE Ha AXMJIECOBUTE CyXOKmius. /I[Bama ca ¢ reHepaiM3upaHa CyXOKHUIIHA
xuneppeduexcus. [Ipu equn oT TAX ce yCTaHOBABAT MOJIMKUHETUYHN AXUIIOBU peduiekcu, GuH
TpEeMOp B TIOKOW, KOWTO C€ yCWJIBa NMPHU JBWKEHHE M (PuH MHTEHIMOHEH Tpemop. [lpm 1/12
OOEKTHBHO C€ YCTaHOBABAa HamalleHa MYCKYJIHa CWJIa B JUCTAJHUTE OTIAEIU Ha PBIETE,

MOBUIIIEH MYCKYJIEH TOHYC B UETUPUTE KpaltHUKA U CyX0KHIIHA XUTTOPEPIEKCHS,

Ot npoBeneHuTe Ja00paTOPHU U MHCTPYMEHTAIHU W3ClieBaHusA- 6/12 manueHTu ca cbe
3aBumeHu croiHocty Ha KK. Cpenno yBenmuenne Ha KK- 2.2 ety Hax Hopmara £1.2. 1/10
ManueHT € ¢ ycraHoBeHa cbpaeyHa martojorusi oT ExoKI, B pesyiarar Ha xomopOuauTeH
(3axapen nuaber TUm 2, AUCIUNUACMHUS, apTepuUaaHa XUIEPTOHHUS 3CT., MOCTAaBEH aopTO-
KopoHapeH Oaitnac) (Tabnuna 2). JleBet nanuenra, mpu kouto e npoenena EKI ca ¢ HopmanHu
napametrpu. Ilpu 11/12 nammeHtu ce OTKpUBAT ENEKTPUYHM MHUOTOHMYHU (EHOMEHU-
nanueHTH #1, #3, #4, #5, #6, #7, #8, #9, #10, #11, #12. Ilpu 6/12 nanuenTtu ce otkpuar EMIT

JTaHHU 32 MUOT€HHA YBpeAa- MauueHT #2, #3, #7, #10, #11, #12.

Tabnuua 2- pesyntatu ot nposeneHute ExoKI™ u EKT.

ITatmment ExoKI EKT
1 3anazeHd pasMepu Ha ChbpACUHM KyxXuHHU. 3anazeHa | CUHYcOB PUTHM, nHAnQepeHTHa
momrieHa  QyHkius. [lynMoHanmHa — peryprutaiusi- | mo3uius, 0e3 penosprU3auOHHH

yYMEpCHa CTCIICH. I[I/IaCTOJ'IHa ,I[I/IC(I)yHKI_[I/IH OT TUIIA HA | IPOMCHHU.
YABJDKCHA peiiakCalus.
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3 O 75%. Exo maHHM 3a jekocTeneHHa MuTpanHa | JeceH MIO3ULUOHEH THII,
peryprutanmsa, TpaHudema ¢ ¢usnonoruuHara. | HecurnugukantHa ST- genpecust cpeury
3anazeHa QyHKUINS 1 KOHTPAKTHIIUTET. JIEBUTE OTBEXKJIAHMUSL.

4 3amazeHa cucTONHA QYHKIUS U KHHETHKA. CHHYCOB pUTBHM, BEpTHKAJIHA €IEKTPUYHA

cbpaeuna oc, CH 90yn/muH.

5 Jleka neBokamepHa xwumeprpodus, npu 3anaseHa | CunycoB putrbM, CYU 60y/muH, 03
¢GyHKus 1 knHeTHKa. OpraHnyHO HEMPOMEHEH KIIATIeH | PerosipU3alliOHHN TPOMEHH.
amapar.

6 CY  60yn/mMHH, CHHYCOB  pHUTBM,
O 67%, mopdonornyHo M (HYHKIUMOHAIHO 3[paBO | BEpTUKAIIHA eNIeKTpUYHa  TO3WLHA,
ChpIIE. HEMbJICH JleceH OeapeH OJI0K, HOpMaJlHa

penonsipu3anusi.

7 JIsBa xamepa (JIK) ¢ Hopmamnu pasmepu u ¢yHknus, | CunycoB putbM, CU 74yn/muH.
rOpHOTpaHUYHA JSICHA Kamepa.

8 Hopmanna B mopdonornuen u ¢yHkimonaneH acrnekt | CHHycoB pHUTBM, HOPMAaJTHO
ExoKI, mpu cbxpaHeHa ro0amHa W pETHOHAIHA | aTPHOBEHTPUKYIAPHO TPOBOJAHO BpeEME,
cucronHa (QYHKIH Ha JIsiBa KaMepa. MOTYXOPH30HTATHA TTO3HIINS, 0e3

PUTBEMHO-IIPOBOJAHN HAPYIICHUA.

10 OU 69% 3axmouenune: JIK cbe 3amazenn pasmepu u | CHHYCOB pUTBHM, JIsiBa €IEKTPHYIHA OC,
obeMu. 3ama3zeHa CHUCTOJMHA W JMACTONHA (QYHKIHS B | Jieku penonapu3annonnu ST-T mpomeHu B
mokoit. be3 HapylieHre Ha MUOKapjaHaTa KUHETWKA B | JoiaHUTE orBexaanus, CH 86ym/MuH.
nokod. MHrakren xianeH anapar. be3 mnepukapaeH
W3IIHB.

11 DU 60%. 3anazena JIK GpyHKIUS 1 KHHETHKA. CunycoB putbM, CY 70ym/mun, 0ec3

PpeTOSIPU3AIUOHHA TIPOMECHH.
12 ®U 40%. . JIK- nHopmamuu pasmepu, nommkeHna @O, | CHHycOB pUTHM, JisiBa eNeKTPUYHA OC.

oractonHa — gucyknms.  HuckocrtereHHa — aopTHa
perypruHarms. CpenHocTeneHHa MUTpaHa
peryprurtarws. [losumeno CITH.

@urypa 1. Xuneprpodus Ha MycKynaTypara Ha

MUILIHULIATA NIpU nanueHT #11, va 43r.B.

@urypa 2. Xuneptpodus Ha MycKynaTypaTa

Ha noadeapunnTe mpu namueHT #11.
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Timed Up and Go (TUG) tect u Time-stands test (TST) 3a orierka Ha MuoToHHsITa (TabNMHIIA

3). Uscnenanu ca 9 narueHTu.

Tabmuma 3. Pesynratm or TUG um TST TecroBe mpu Obirapckure mManueHTH C BPOJCHA

MHOTOHHUS Ha bekep.

ITamment TUG- Tect TST- Tect
1 9s. 24s.

2 16s. 74s.

3 18s. 58s.

4 11.6s. 22.5s.

5 Ss. 21s.

6 7.3s. 20.8s.

7 21s. 31s.

11 15.9s. 31s.

12 17s. 33s.

6/9 ot marmenTute m3nbaHABAT TUG Tect 3a Bpeme mosede ot 10s. (Hopma m0 10s.)

9/9 ot marmenTuTe ycnspar aa u3mbaHAT 10 moBTopenus mpu TST- TecTa.

[IpoBexaanara Tepamnus mpu ObJIrapckure nanueHTu ¢ Bponena muotonus tun bekep e

npeacTaBeHa Ha Tabmuna 4.

Tabnuua 4. [IpoBenena teparnus npu ObJArapCcKUTE NAIIMEHTH ¢ BpoJeHa MUOTOHUS Ha bekep

1-BM HE MPOBEXKA TEpaAIHUS.

2-pu manpeHT — npenopbyaHa tepanus ¢ 2x200mr. KapbamazenuH.

3-Ti manpeHT - mpoBeneHa tepanus ¢ Kapbamazenna 2x200mr., 6e3 3a10BONMHATENEH e EeKT.

4-tu manmeHT- npenopbyana Tepanud ¢ @enutoun 100-400Mr. BeTHBX THEBHO.

5-TM mammeHT — mpoBeneHa Tepanus ¢ Kapbamazermun 2x300mr., 0e3 3amoBONUTENEH e(EeKT.
[Ipenopruana Tepanust ¢ MeKCUIETHH.

6-TH TanyeHT- npernopbiana tepanus ¢ Kapdamazenun 2x150Mr.

7-MHM mauueHT- npoBefeHa tepanus ¢ KapOamasenun, 6e3 3amoBonuteneH edekr. IIpenopruana
tepanus ¢ Mekcunerud 3x200Mr.

8-MH manyeHT- npenopbyaHa Tepanus ¢ Mekcuieru 3x150mr.

9-tn ManyueHT HE NPOBCKJAa TCpaIlus.
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10-tn manuenT — npoBeneHa Tepanus ¢ Kapoamazennn 2x300Mr. 6e3 3agoBonuTeneH eeKT.
11-Tn marmeHT- Haco4eH 3a 3aro4yBaHe Ha Tepanus ¢ Kapbamaszenun 300Mr.
12-TH malMEeHT He € MPOBEX/IAJl MEIMKAMEHTO3HA TeparHs.
[Tpu 4 manrenTy e mpoBexaana Tepanus ¢ KapbamazenuH, 6e3 3a10BoIuTeNeH e(heKT- 2 )KEeHH
u 2 mpxe. 3/12 He mpoBeXAaT Tepanus MOpaan Mo-Jieka KIMHNYHA KapTuHa- | KeHa u 2 MBbKe.
Ha ¢urypa 3 e mpeacraBeH MyTallHOHHUAT CIIEKTHP TIPU OBJITapCKUTE MAMeHTH ¢ Bpoaena

MHOTOHHUS TN bekep.

W c.1571A>G
W c.562+1G>C

5% 5% 9%
14%

W c.803C>T

C.1471+1G>A
5%
5%

9% W c.1437_1450del

M c.2680C>T

W c.180+3A>T
W c.2398G>T
B c.817G>A

W c.490T>C

®urypa 3. MyTallMuOHEH CIEKThpP MPHU MALMEHTUTE C BPOJI€Ha MUOTOHUS TUI bekep

OT MOJIEKYISIPHO-TEHETUYHMS aHanu3: npu 3/12 manueHTH € yCTaHOBEHAa XOMO3HMIOTHA
myrtauusi B CLCNI reHa- 2 mbxe u | xeHa, jokato 9/12 maunueHTH ca ¢ YCTaHOBEHHM JiBa

IIaTOTCHHHU BapuaHTa B XETCPO3UT'OTHO CHCTOSAHHUC- 7 MBXKE U 2 KSHH.

\
/ €.2680C>T, p.Arg894*, heterozygous \‘\

R R N N SR RN ST RN R R R

sp iR

J\N\«L\ AN

@urypa 4. Pe3ynTrar 0T MOJIEKYISIPHO-T€HETUYHO M3CJIEBAHE HA MTALIUEHT HOMED 7.
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O0cbiknane:

[Tpu 6bsrapckuTe nanuenT ¢ Bponena Mmuotonus Ha bekep He ce ycTaHOBsIBA pa3jifKa BbB
BB3pacTTa Ha Hauyajo Ha 3a00JIIBaHETO MEXIY MBKKHS U )KEHCKUs 1oJl. T e uzunciena 5.51
IpHU KEHUTE M TPHU MBKETe, KOETO € aHaJormyHo Ha mpenxoguu ommcanusi [Chiara
Orsini, Roberta Petillo u cpaBt., 2020; Jorge Andres Olave-Rodriguez, Francisco Javier
Bonilla-Escobar u craBr., 2021]. JloknaaBaH e ciay4ail Ha HAMEHT ¢ TYPKMEHCKH MPOU3XO0JT C
Hayaso Ha ortakBaHuAT OT 1T.B. [Peter Sparber, Margarita Sharova u cpasr., 2020]. B koxopTa
OT KUTAWCKH MAIMEHTH € U3YMCIIeHa CPEe/IHA Bb3pacT Ha Hadaslo Ha 3a0oisBanero 5,39 £2,74
roauHu, ¢ Bapuanus ot 1 qo 17 romunu [Yan-Xin Meng, PhD, Mei Yu, MS u cnasrt., 2022].
CphOTHOIIIEHHE HA MBKEIKEHU B ObJIrapckara koxopra € 9:3, gokarto B KHTaickara KOXopTa
npeo0iiaaBa KEHCKUAT MOJI. BCHYKK MAallMEHTH ca ¢ HOPMAaJIHO MOTOPHO pa3BHTHE, a TIPH
KOJIyMOUICKUTE OOJIHU € OTIMCAaHO BH3MOKHO M30CTaBaHE B MOTOPHOTO pa3ButTue [Jorge Andres
Olave-Rodriguez, Francisco Javier Bonilla-Escobar u cvast, 2021]. Ena mpu Tpuma
OBATApCKH TMAITUEHTH Ce ChOOIaBa aHaMHe3a 3a ¢paMuiTHa OOPEMEHEHOCT 0 OTHOIICHHUE Ha
3200JIIBaHETO, OCTAHAIIUTE Ca CIIOPATUYHH Cyvau. [Ipu mamueHTa ¢ TypKMEHCKH TPOU3XO0]T
MMa JIaHHU 3a KPBHBHO-POJACTBEH Opak Ha POAUTENTUTE My- Owiin TpeTtu OparoBuemu [Peter
Sparber, Margarita Sharova u cwaBt., 2020]. JoxnaaBan e caydail Ha MHAWMKA C POJIATEIH-
Bropu OparoBuenu [M R Savitha, B Krishnamurthy u crasr., 2006].

Haili-ortmnuuTenHusAT KIMHUYEH Oesler MpH BCUYKU MAllMeHTH, C ObJIrapckd, TYpKMEHCKH,
KOJTyMOHICKH, KUTAlCKH, aMEPUKAHCKU M MHIUNUCKU MPOU3X0]I € MUOTOHUSATA, JIOKAIU3UPaHa
MPEeIUMHO B MyCKYJIaTypara Ha KpailHuIuTe, HaOnroqaBaHa 0coOeHO clie/l MO-IPOAbKUTEIHA
MOYMBKA, KakTo U warm-up penomeHbT. DeHoMeHbT Ha 3arpsiBaHe npucbherBa npu 100% ot
nanuentute B apyru koxoptu [Chiara Orsini, Roberta Petillo u cpaBt., 2020]. Onucan e ciay4ait
Ha aMEpPUKAHCKU MAlMeHT ¢ JeOr0T Ha 3a00JIIBaHETO C MPEXOAHA CIa0OCT Ha MYyCKyaarypara
HAa JIOJIHUTE KPaWHUIIY, TO-KbCHO 3acATaHe Ha TOPHUTE KpalHUIM U €/IBa Ha MO-KbCEH eTal ce
nosesaBa Muotonus [Michael J Lyons !, Reyna Duron, Isaac Molinero u cpasrt., 2010]. Camo
JBamMa OT MAllMEHTUTE C OBJIrapcKd MPOW3XOJ, ChOOIIaBar 3a MHUOTOHHM, oOXBamlama u
TUIeBara MycKynatypa. MyckynHa ciabocT, mpuapyxaBalia MUOTOHHUATA, CE YCTAaHOBSIBA IMTPH
eIuH OBNTapCKU MallMeHT, JAOKAaTO B WTaTUaHCKaTa Koxopra e Hamuie npu 75%, a mpu
KHTalickaTta KoxopTa- B 87% OT ciiyyanTe, KO€TO MOXKE J1a C€ CBBbpPXKE C THUIA HA MYTaIllUUTE
[Chiara Orsini, Roberta Petillo u cbaBt., 2020]. B eaHMuHYu ci1ydau ce cb0oOI11aBa 32 CAMIITOMH
KaTo MUAITUs U apecTe3n B KOMOMHAIIMS ¢ MYCKY/THAaTa CTETHATOCT MPU HAIIUTE TAIllUeHTH.

[To-manko oT monoBWHara Obirapcku manueHTu (36%) ca cHOOMIMIM 3a BIOIIaBaHE Ha
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OIUTAKBAaHUSATA OT HUCKA TEMIIepaTypa Ha OKOJHATa cpefa. Bcuuku manueHTd, ¢ U3KIIOUeHHE
Ha JBaMa ObJTapH, choOIIaBar 3a 0aBHA MPOTPECHs Ha OTUTAKBAHUATA BB BPEMETO.

[Tpu BCcHYKHM MareHTH OOCKTUBHO C€ OTKPHBAT aKIIMOHHU U MEPKYCHOHHH MHUOTOHUYHU
¢denomenn. CaMo TIpHM €IMH TAIMEHT OT OBJrapckara KoXopTa ce OOCKTHBHU3HpA MYCKYITHA
CJIa00CT, JIOKATM3UPaHa B KPAWHUIIUTE, JOKATO TS € HAIMIIC TIPH CEJIEM TAIMCHTH OT KUTAWCKH
MPOU3XOJ M MIPH MAIMEHTa ¢ aMmepukaHCck npousxona [Michael J Lyons, Reyna Duron, Isaac
Molinero u cwaBt., 2010]. [Ipn yeTnprMa oT OBJITAPCKUTE MAUEHTH CE YCTAHOBSIBAT CKBCEHH
AXWJIECOBU CYXOXXHIIUS, KaKTO M TIPU TPUMa OT CEAEMHAAECET TMalMeHTH OT KUTANCKU
npousxo [ Yan-Xin Meng, PhD, Mei Yu, MS u cpaBrt., 2022]. [Ipy BCUYKM NaIMEeHTH € HAJTUIE
TICEeBIOATIIETUYEH XaOUTyc- HaOmonaBa ce 100pe odopMeHa MpOKCMMallHA MYCKyJaTypa Ha
TOPHUTE KPaWHUIIH, POKCUMATTHU U JUCTATHU MYCKYJIM Ha JOJIHUTE KPAWMHUIM U aKCUajHaTa
MYCKyJaTypa.

[Ipu mecTrMa OT HAIIMTE MAIMEHTH OT MBXKKH TI0J Ca yYCTAaHOBEHU 3aBUIIICHH CTOWHOCTH
Ha KK. Cpenno ysenuuenue Ha KK 2.2 mbtu Hag Hopmara. 3asumieHa ctoiiHocT Ha KK ce
yCTaHOBsIBa M Tipu amepukanckus nanueHT [Michael J Lyons, Reyna Duron, Isaac Molinero u
cbaBT., 2010]. [Ipu eguHageceT OT HAIMTE MAMEHTH W MPHU BCUUYKH OCTAHAIW MAlMEHTH OT
JPYTUTE KOXOPTH Ce HaOII0aBa eJIeKTpUYHa MUOTOHMSI ITpHu uiieHara EMI, a mpu mectuma ot
OBJIrapcKuTe MalMeHTH C€ OTKPHBAa MUOTEHHA yBpe/a. 3acsiraHeTo Ha ChpLETO U JuXareaHara
MyCKyJlaTypa HE € XapaKTepHO 3a MallMeHTUTE C OBIrapcKu, TYpKMEHCKH, KOJTYMOWICKH,
aMEpUKAHCKH U UHJUICKHU TPOU3XO/, T0OKAaTO MPU IBaMa OT KUTaicKaTa KoXopTa ce yCTaHOBSIBA
KapJAMOMHOIIATHS U TIpH iBama aputMus | Yan-Xin Meng, PhD, Mei Yu, MS u cbaBt., 2022].

MyranuuTe ¢ mo-Bucoka 4yectora B bwarapus ca p. Tyr524Cys (c.1571A>G), p.Pro480Hisfs
(c.1437 1450del), p.Arg894 (¢.2680C>T), kouTO ca pa3IU4YHU OT TE€3U B APYTH MoOIyianuu. B
WTaJMaHCKaTa TOMylalus, ce ycTaHOBsABaT karo Haii-uectu: p.His29Pro, p.Phel67Leu,
p.Val273Met u p.Val851Met [Chiara Orsini , Roberta Petillo u cpaBt., 2020], nokato cpen
kuTaiinure ca: p.V286E, p.R338, p.E422Rfs"8 [Yan-Xin Meng, PhD, Mei Yu, MS u cbasr.,
2022]. JoxnagsaHu ca: ciiydyail Ha UTaJIMAaHCKU ManueHT ¢ myTaus c.1437 1450del [Gianna
Ulzi u cwaBt., Marzia Lecchi u cpaBt., 2012], KakTO ¥ UTaTUAHCKO CEMEWCTBO C yCTaHOBEHA
mytaius ¢.803C>T; p.(Thr268Met) [Raffaella Brugnoni, Stefania Galantini u cpaBt., 1999],
KOWTO Ca OTKPHUTHU U MpH ObJTapcku nanueHTu. Habmronasa ce cxoneH (peHOTHI MEX Ty HAILIUTE
MalUEeHTH W WUTAIMAHCKUTE MAalUEeHTH CbC ChIIUTe Myrauuu. Myranuute c.180+3 A>T,
c.803C>T (Thr268Met), c.1471+1 G>A, c.1437 _1450del14 (p. Pro480Hisfs*24) u ¢.2680C>T

p- (Arg894%*) ca ycTaHOBEHHM IPU MAIMEHTH OT PYCKU MPOU3X0J ¢ (peHOTHUMN, ChBOAIAIL C TO3U
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Ha OBJTapckuTe manueHT ¢ nocoueHute myranuu [E. A. Ivanovaa , E. L. Dadalia u cpaBr.,
2012].

ITpu 36% ot ObJITapcKUTE MALMEHTH € MpoBenaeHa Tepanus ¢ KapbamasenuH 0e3 edexr,
MOpagy KOeTo € mnpeycTaHoBeHa. DEHUTOMHBT, MpUJIaraH NPU KOJYMOMMCKH IAaLUEHTH C
BpOJIeHA MUOTOHMSI, HE BUHArU JlaBa ONTUMAaJIEH OTrOBOP, HO ca onucanu yectu HJIP (koxeH
0OpHB U MpeKoMepHa ChHIMBOCT Tipe3 jeHs) [Jorge Andres Olave-Rodriguez, Francisco Javier
Bonilla-Escobar u cpaBr., 2021]. Tpuma ot ObArapcKuTe MAMEHTUTE HE MPOBEKAAT TEPAITUs
nopagu Jek (eHotun. B kuraiickara koxopra € HpuJiaraHo KOMOWMHHUPAHO JIEUEHHE C
kap6amazenuH (100 mg, 2-3 mbTH 1HEBHO) ¢ MekcuiieTuH (50 mg, 3 IbTH JHEBHO), KOETO /1aBa
3HAUUTENTHU PE3YITaTH TpU TAIMEHTHTE W TMOKa3Ba KIWHUYHUTE TPEIUMCTBA Ha TeE3U
nekapcTBa [ Yan-Xin Meng, PhD, Mei Yu, MS u chaBrt., 2022]. [lpu amepukaHCKUsI TAIIUECHT €
npoBeneHa Tepanus ¢ KapOamazeMHH M € OTUeTeH 3Ha4YMTelNeH e(eKT MO OTHOUIEHHE Ha
MycKyJiHaTa ckoBaHOCT. [Ipu unuiickara nanueHTka e mpoBeaeHa tepanus ¢ KapbamasenuH B
no3a 15Mr/Kr. THEBHO, KaTo CJie]] 7 MECEUHa Tepanus CUMITOMUATE U34e3HaIU HambiHO [M R

Savitha, B Krishnamurthy u cpasr., 2006].

3.2 KiuuHp4YHa KAPTHHA H MOJEKYJISPHO-TeHEeTHYEH Ppe3viaTaTrT npu 2 NanMeHTH C

nocrapeHa auario3a: HarpueBo-kaHajiHa MUOTOHHUS

HpI/I HHIACKCHAaTa IalUuCHTKA, Bb3paCTTa Ha Ha4dYaJlo Ha 3abonsBanero € 11 I., JOKaTo
Juar”Hosara € 1oCTaB€Ha Ha 12 I., KOraTo € M U3CJICIBaHa.

HpOHBI/I Ha 3a00JIIBAHETO: CKOBAHOCT U CXBall[aHC Ha IPOKCHMAJIHATA MYCKYJIaTypa Ha
JOJITHUTC KpaﬁHPII.[PI, CJIE CUJIHA MYCKYJIIHA KOHTpaKI1sA U CICA IIPOABIDKUTCIIHA ITIOYHBKA.
Jluncear npexoJaHa MYCKYJIHaA cinaboct u muanrus. C HOPpMAJIHO MOTOPHO W HCBPOIICUXHUYHO
Pa3BUTHUC. OmnnakBaHHsATa HeE mnmporpecupar BbB BpPEMCTO M HC CC€ 3aCHJIBAT OT HHCKaA

TEMIICpaTypa Ha OKOJIHaTa Cpeaa. damunHo 06peMeHeHa— MaliKa CbC CBhIIIOTO 3a001sBaHe.

OT HEeBpOJIOTMYEHHs CTATyC Ca HAIWIE  AaKUMOHHU M MEPKYCMOHHHM MHUOTOHUYHU
¢deHomeHnu, KkakTo M warm up ¢peHoMeH. He ce ycTaHOBsSIBa MyCKYJHa c1aboCT.

Ot naboparopuute u3cnenBanus: kpearus kunasara (KK) e 115 U/l (mopma 20-190).

ITpu urnenara EMI" ot m. biceps brahii dextra ce oTBexJaT MMOTOHMYHH ()EHOMEHHU B
noxoif (¢purypa 13). Ilpu JIMK- All ¢ HopmasiHa A, TPOIBDKUTEITHOCT U KOH(PUTypalys.

OynkuunoHanHo usciensane Ha qumaneto (OUJI)- FVC 65.1%, FEO1 75.7% - ycranoBsiBa

JICK pCCTPUKTUBCH THUII HAPYIMICHUC HAa AUIITAHCTO.
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Exoxapauorpadusta (ExoKI') ycraHoBsiBa: CTPYKTYpHO U (PYHKIIMOHAIHO 37PaBO ChpIIE.
Enexrpokapanorpadpusita (EKI') e ¢ maHHm 3a CHHYCOB pUTBM, 0€3 pPUTHBMHO-TIPOBOJHU
HapyIIeHUsI.

Maiikara Ha MOMHUYETO € C Ha4aJIO Ha OTUIaKBaHUATA OT 12 roAuIlHa Bb3pacT, HO JUarHo3ara
e nocraseHa Ha 40 r., KoraTo € MpoBEICHO U3CJIEIBAHETO HA AbLIEPS H.

[IspBU nposiBK Ha 3200JIIBAHETO Ca CKOBAHOCT M CXBalllaHUs HA MPOKCUMAIHUTE MYCKYIIH,
MPEIUMHO HA JIOJIHUTE KpPaWHUIIM, MPOSBSIBAIIM CE NMPH UHHUIMUPAHE HA Obp3U JBMKCHHUS,
Tpaelly HSIKOJKO CEKyHIM M TPEMUHAaBallly Clel pa3IBUXKBaHE (Ciel MPOIbIKUTEHU
YIOPaKHEHUS ), U MHOTOKPAaTHU TMOBTOPEHUS HA €HO U CBINO ABMkeHHe. Cren pakIaHeTo Ha
II'BPBOTO JETE CE€ 3aCHJIMIIN CXBAlllaHUATA HA MYCYJIUTE, KaTO 00XBaHAJIN MYCKYIUTE Ha LISJIOTO
TAJI0, TIOSIBUJIM CE CXBAIllAaHUS HA €3WKa IIPH TOBOPEHE, 3aTPYIHUIIO C€ MPETIIBIIAaHETO U (PUHUTE
JBUKEHUSI Ha PbLIETEe, MOPaJy CKOBAHOCTTA M YYBCTBOTO 3@ CTErHATOCT Ha MYCKyJarypara.
Mainko No-KbCHO OIUTAKBaHUSATA ca CTallMOHMpaHH. JIumcsar mpexonHa MyCKylIHa ciaabocT u
muanrug. OriakBaHUsATa HE ce MOBJIMABAT OT HUCKA TeMIIepaTypa Ha OKOJHaTa cpefa.

OT HEBPOJIOTUYHHUS CTATyC Ca HAJIMIIE aKIIMOHHU M MEPKYCHOHHU MUOTOHUYHU (DEHOMEHH,
KakTo U warm up (eHOMEH, h3pa3eHa XuIepTpodusi Ha MyCKynaTypara Ha TOPHH U JIOJHU
KpalHUIM - NICEB0ATIETUYEH XaOUuTycC.

KK- B cepyma e 1700 U/I - 9 mptr Hag HopMmaTta ( Hopma 20-190).

Ot urnenara EMIT ot myckynu- m.deltoideus, m.biceps brahii, m.tibialis anterior B moxoii-
OT BCUYKH U3CJIEBAHU MYCKYIIU C€ pErUCTpUpaT MUOTOHUYHU peHoMeHH. OT MPOKCUMATHUTE
MYCKYJIU- MUOTE€HHH POMEHHU.

ExoKI ycTanoBsiBa CTpyKTYypHO U (GyHKIIMOHAITHO 3apaBo cbpiie. EKI e ¢ manHu 3a cuHycoB
pUTHM, 6€3 PUTHBMHH U IPOBOJAHU HAPYILICHUS.

MonekynsapHO-TeHETUUEHUSAT aHAJIU3 YCTAHOBSIBA MATOT€HEH XETEPO3UIOTeH BapHaHT -
c.1333G>A (NM_000334.4) B SCN4A rena Bojell A0 3aMsiHA Ha aMUHOKHCEITMHATa BAJIUH C
METHOHUH Ha mno3ulus 445 B aMUHOKHCEJIIMHHATa MOCIEA0BATeIHOCT, KogupaHa ot SCN4A
reHa. JIMpeKTHOTO CEKBEHHpaHe MO Sanger MNpU MalMeHTKaTa MOTBbPXKAaBa BapHaHTa
c.1333G>A B SCN4A reHa B XeT€pO3UTOTHO ChCTOSIHUE. BapuaHThT € yHacieneH oT Maiikara
Ha MaUeHTKaTa, KOATO UMa Mo Jo0Ha KJIMHUYHA CUMIITOMaTrKa. bamara Ha manueHTKara He €

HaJIMYCH 34 THCTUYHH U3CIICAaHNA.
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Qurypa 5.

Urnena EMI" pu narmenT 1 Ha 12r. MuotonnueH peHomeH ot m. biceps brahii dextra.

[TpoBenena e Tepanus ¢ Kap6amazenun 2x50mr. ipu mamment 1 u Kapbamazernun 2x200Mr.
Ipy manueHt 2 ¢ 1o0bp cyOexktuBeH edekt. IlanueHTkuTe choOIIaBaT 3a HaMajsiBaHE Ha
CKOBaHOCTTA M CXBAIl[aHUATA Ha MYCKyJIaTypara, v MoJo0psiBaHe Ha ABHKCHHUETO.

OOcBxaane:

[IpencraBenuTe OOMHU ca C KIMHWYHA KapTHHA, XapakTepHU3upalia ce ¢ Herporpecuparia
CKOBAaHOCT Ha MYCKyJlaTypaTa, Hail-CHJTHO TIPOsSIBEHA B TIPOKCUMAITHUTE MYCKYJIH Ha JTOJTHUTE
KpalHUIIM W JUCTAJTHUTE OTIASIM Ha pbIeTe, 0e3 HAIMYMETO Ha TMpexojaHa caadocT,
MpEMHUHABaIa CJIe pa3ABMKBaHE, 03 CBHIINECTBEHA pa3jiMKa B HAYAJIOTO Ha 3a00JISIBAHETO
MEXIy Maikara u gapliepara. OmnucaHd ca ciiydauTe Ha MeTHMa WICHOBE Ha aMEpPHKaHCKO
ceMeicTBo chc chimara myrtamuss B SCN4A renHa. Bcuukm OOJHM B CEMEMCTBOTO ca
JTUArHOCHUITMPAHHU Ha BB3pacT MexXay 3 U 6 roguHu. [Ipu BCHUKM amMepHKaHIIM C€ YCTaHOBSIBA
CTpabu3bM, ITPU BCUUKH € HAJIUIIC MUOTOHUS HA KPAaWHUIIUTE, a ITPU YETUPH OT TAX U MUOTOHHSI

Ha nuiesara myckynarypa [H Dul, S R Grob, L Zhao u cpaBt., 2012]. VeenuueHusT 6poii

HAaTpUCBHU KaHAJIM B JIMOCBUTC MYCKYJIM, B CPABHCHUC C APYTUTC CKCICTHU MYCKYIIHU, MOXE a
OO0SICHH ITO-CHUJIHOTO 3acdraHe Ha JyieBara MyCKyJiatypa Impu HanI/IBO-KaHaJ'IHaTa Bpoac€HA
muoToHnus. Ilocouena MyTanusa € JOKJIaJiIBaHa W IIpU ABaMa MAIUCHTHU OT OBC ceMelicTBa B
HI/II[epJ'IaHI[I/IH. ITarueHTHTE ca ¢ KIIMHUYHU IIpU3Hallkd Ha MUOTOHUS, 0co0eHo B MYCKYJIIUTC Ha

KIIeTNauyuTe, KakTo U ¢ warm up penomen [Jeroen Trip L, Gea Drost, Dennis J Verbove u cbasr.,

2008]. KnnHUYHO TeXEeCTTa Ha CUMITOMAaTHKaTa, IPH ObJITapCKUTE MAIMEHTH € 10~ u3pa3eHa
mpu Maifikata, oOXBaIaiia moBede MYCKYIHU TPYNU- MPOKCUMAIIHA M JUCTAIHU OTAEIH Ha
KpallHUIIUTe, W JbBKaTeNHaTa MYyCKynatypa. EnuHCTBEeHO mnpu Maiikara ce HaOmromaBa
TICEeBOXUIIEPTPO (DU HA MyCKynaTypara Ha KpaitHunute. [Ipu HUTO eHa OT MAllMeHTKHUTE HE €
Hanuie crpadbuspm. KK e 9 bty Haj HOpMmara mpu Maiikara, a Ipu JblIeps € ¢ HOPMallHU
cToiiHOoCcTH. W mpu [BeTe MalMEHTKH ca HalWIEe aKIMOHHU U MEPKYCMOHHU MHOTOHMYHHU
(heHOMEHH, KaKTO ¥ TIPU BCHUKH OCTAaHAJH JOKIIAABaHU MAIIMEHTH ¢ Ta3u myTtanws. 1 npu neere

6’LJIFapCKI/I MalUCHTKHU, KAKTO W IPU aMCPUKAHIUTC KW HUACPIAHAUUTE CC€ PpCrucTprupa
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€JIEKTPUYECKa MUOTOHUS, HO IIPY MalKara Ha Halara nanuenTka uma 1 EMI' nanHu Mmuorensa
yBpena. [Ipy HATO eNMH MalueHT ¢ IIOCOYeHaTa MyTalus HE € JIMarHOCTULUPAHO ChPACYHO
3acsraHe.

HaGmronaBa ce 3HaunTeTHA KITMHUYHA BApUAOMITHOCT TPH MaEHTUTE ¢ MyTarus B SCN4A-

reHa, Bojela o0 pasuruero Ha HarpueBo-kananna BpojaeHa muotonust [Stephen C Cannon,

2015; Huang, C., Lai, H., u cpaBt., 2015]. Enna gact oT mamueHTHTE ca OS3CHMIITOMHH,
BBIIPEKH Y€ UMAT EJICKTPOMHOTpaPCKU JaHHU 32 BpOJieHa MUOTOHUs. Hali-uecTust cumnrom e
MHUOTOHMSI B JOJTHHUTE KPAHUIM, BJIOIIABAIla CE€ OT HUCKH TEMIIEpaTypH, U C€ U3pa3siBa B
HaMaJIeHa CII0COOHOCT 3a OsraHe, 3a0aBeHa OX0/IKa, YeCTH 1aJJaHusI, MEOTOHMS Ha KJICIaYnTe,
JIBOMHO WJIM 3aMBIJICHO 3p€HHE, CTpaOu3bM, €NU301 Ha CTPUJIOP WM 3a]yllaBaHe, KOETo €
ONMM3KO N0 KJIMHMYHATA KapTHHA Ha HAIUTE TalMeHTH. [Ipu HAKOM MAlMEeHTH € Haule
MOCTOSIHHA MPOKCUMaJIHA MYCKYJTHA C1a00CT, M30JMpaHa AucTaiHa ¢i1abocT 1 60JIe3HEHOCT Ha
myckynarypara [Huang, C., Lai, H., u cpaBt., 2015]. Makap u psiiko, Ipy HSIKOW TAIUEHTH Ce
CpeIar MpexoIHU MapaaTuTUIHU enu3oau. OTuiakBaHusTa He MPOTPECHpaT BB BPEMETO, HO €
BB3MOKHO YMEPEHO BIIOIIABAHE HA CUMIITOMHUTE.

OT npoBeneHUsI MOJEKYISPHO-TEHETUYEH aHajlu3, ISUIOCTHO €K30MHO CEKBEHUpaHE, Ce
YCTAaHOBHU TMATOTE€HEH XETEepO3UroTeH BapuaHT B SCN4A reHa, koaupanl CKEJIETEH MYCKYJIEH
HaTpUEB KaHal, KOMTO € M3BECTeH M OMHCAH U MpHU JAPYrH MALKUEHTH C aMEpPUKAHCKU U
HUJEPIAHJCKH MpPOU3XOJ, MpHuUMHABaIla HarpueBo-kaHagHa BpOJAEHA MHOTOHHS ChC
ctpabu3bpm [Huang, C., Lai, H., u cwaBt., 2015]. BapuantsT ¢ otkpuBan cpen 138 000
KOHTPOJIH 10 npoekTa gnomAD, kaTo Herosara nomnyiaanquoHHa yectoTa e oueHena Ha 0.0004%
(HsMa TOKJIaBaHU XOMO3UTOTHU HOCHTENN). B choTBeTCcTBHE C penopbkutre Ha ACMG/AMP
3a uHTepnperanus Ha Bapuantute (Richards et al. 2015) To3u BapuaHT ce knacudumupa KaTo
naroreHeH (kareropusi: PM2, PP5, PP2 u PP3). [laroreHHuTe XeTEpO3UTIOTHH BapHaHTH B
SCN4A rena ca J[0oKa3aHa TMpPUYMHA 32 Pa3BUTHETO HAa aBTO30MHO-JIOMHHAHTHA
XunepkanueMuyHa nepuoanyHa mnapanuza Ttun 2 (OMIM: 170500), Atunuyna BpoaeHa
MUOTOHHS, KOATO ce moBiusBa OT Auerazomamua (OMIM: 608390), ITapamuoTtonus
koHrenutara (OMIM: 168300). denotunHUTe pa3nuyus Ha 3a00JIIBaHUATA, IPUUUHEHU OT
mytanuu B SCN4A reHa, a IMEHHO OTChCTBHUETO Ha THITMYHUTE €MHU30/11 Ha MYCKYyITHA c1a00cCT,
XapaKTepHU 3a XUIIEpKATIMMHEMHUYHAaTa T[EepUOJIMYHA IMapain3a, KAKTO M JIMIcara Ha
napajgoKcaiHa MHOTOHUS, 3aAbl00dYaBala ce€ OT HEKOJKOKPATHH MYCKYIHH ChbKpalieHus,
Mpeanoiarar M3KII0YBaHe Ha Te3W 3a00isiBaHus B AU(EpEeHIIMATHO JUArHOCTUYEH IUIaH U

IIOCTaBAHC HAa JUAardHo3a HanI/ICBO-KaHaHHa BpoacHa MUOTOHUA.
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3.3 KnuHHYHA KAPTHHA M MOJIEKVJISIDHO-TEHeTHUYEH Pe3VJTAT IPH HAIMEHT ¢ OCTABEHA

JMArHo3a: XunoKaJueMHYHA MePHOANYHA MapaJamu3a

Juarnoctuiupad € e 60J1eH Ha 62 T., ¢ HadaJlo Ha 3a00J1sBaHeTO Ha 17 rouIlIHA Bh3PacT.
Bw3pactra nmpu nocrapsiHe Ha KIMHMYHATA JUAarH03a XUMOKaIHEeMUYHA IIEPHOANYHA MTapajn3a,
KOTraTo € 3all04YHaTO CUMIITOMAaTUYHO JeueHue ¢ kanuesu npenaparu (Ilananrun 3x21.) e 37 &

[IppBUTE TPOSIBU HA 3200JIIBAHETO C€ HM3pa3sBaT BbB BHE3AITHA MOSBA HA MPUCTHITHA, OBP30
3acuiiBalia ce€ MYCKYJIHa CJIa0oCT, KOoSATO oOxBamia 4eTupuTe KpaiHuka. [IbpBOHAYaIHO €
3acerrara MpoOKCHMalIHaTa MYCKYJIaTypa, Cliel KOETO Ce pa3lpOoCTpaHsBa KbM JHUCTAHATA.
[lonsixora e HaOMIOMaBaHO AaCHMETPUYHO paslpelelieHne Ha MYCKynHata ciaabocT ¢
npeobiasaBaHe B JEBUTE WM CHOTBETHO B JECHHUTE KpaHHWIM. 3a KpaThbK MEPUOJ OT BpeMe
CHUMIITOMHUTE C€ 3aCHJIBAT M JOCTUTAT 1O CTENEeH 32 HEBH3MOXKHO M3BHPIIBAHE HAa aKTHBHU
nBrokeHus. [lalMeHThT € HaIBJIHO TPHUKOBaH KbM Jero. OCHOBEH TpHrepeH (axkrtop 3a
HACTBITBaHE U 1MO-0BP30 BIIOIIABaHE HA MPUCTHITATE € TEKKOTO (pr3ndecko HatoBapBaHe. Jpyru
MPOBOKHUpAIIX (HaKTOPH ca EMOIMOHATHUAT CTPEC M MOHIKABAHETO HAa TEeMIleparypara Ha
okosiHata cpena. [IpuctenHara cnaboct e ¢ NPOaBbHKUTETHOCT OT HAKOJIKO Yaca, HO B TIOBEYETO
cimydan 70 2 qHU. YecToTa Ha MPUCTHIIMTE Bapupa okoyio 3-4 roaumrHo. Hamune e dhamunHa
00pEeMEHEHOCT 3a 3a00JIsIBaHETO.

OOGeKTHBHO IO BpEME Ha MPUCTHIIA ca HAOIIOMaBaHU:
Orpanuyenu mo o6eM akTUBHU U MMAaCUBHU JABM)KEHUS B UETUPHUTE KpallHUKA C aCUMETPHUYHO
aHTa)KUpaHe, MO-TEXKKO 3acsiraHe Ha JECHUTE KpailHUIM, MO-CUJIHO H3pa3eHa MpPOKCHMallHa
MyckynHa cnaboct. Hamanena myckynHa cwia u MyckyinHa xunotoHus. Iloxonka Bsuio-
naperuyHa. Cren u3BBpPIIBaHE Ha KPATKOTpaHO (U3WYECKO ycuiime ce HabmonaBa Obp30
3acUiBaHE Ha CJIabOCTTa, BOJIEIIO 1O pa3BUTHE Ha TeKKa KBaapumnapesza. CrunopaauaiHa,

KOJIECHHa 1 AXHJIOBa XI/IHOpC(i)J'ICKCI/IH. HOB"prHOCTHaTa n ,Z[’LJI6OKaTa CCTUBHOCT Ca HCCMYTCHHU.

Ot nabopaToOpHUTE U3CIICIBAHUS Ca YCTAHOBEHU HUCKU CTOMHOCTH HA CEPyMHHUSI Kajuid 2.8
mmol/l (mopma 3.3-5.1mmol/l) u 3aBumenu croiinoctu Ha KK — 337 U/I (1.7 nbTH Hax

HOpMara) 1o BpeMe Ha npuctbia (Hopma 1o 190).
HUrnenara EMI ycraHoBsIBa - B TOKOM OT U3CIIEABAHUTE MYCKYJIM HA YETUPUTE KpallHUKaA Ce
OTBEXKJAT OCTPU TMOJIOKUTETHH BBJIHU M (UOpuiIanuoHHO akuuoHHHM moTeHimanu (All)

/++++/, KaKTO ¥ MHOTOHMYHU (PEHOMEHH, TI0-U3pa3eHU 3a MPOKCUMalIHaTa MycKynarypa. [lpu

25



KOHTPAKIHs - KbCH, Ha MecTa noiudazau, MAIL. Hamanena e ammutynata Ha M-otroBopure
ot m. abductor pollicis brevis dexter.
EKT e ¢ maHHM 32 CHHYCOB PUTHM, HHAU(EPEHTHA €JIEKTPUYHA MO3UIHs. JIuncear qanuu

3a XUITOKAJIMCMHUA.

MonekyIsipHO-TeHeTHUHUAT aHAJIM3 YCTAHOBSBA HAIWYHE HA MATOTEHEH XETEPO3UIOTEeH
Bapuant c¢.4774A>G, p. Met1592Val, norBepkaaBaml guarHozata XHIOKaTHEMHYHA
MIEPUOIMYHA TTapalii3a ¢ aBTO30MHO JIOMUHAHTEH TUIT Ha yHACJIE/ISIBaHE.

bonnusr nposexxna tepanus c¢ Ilamanrmn 3x2T. mo Bpeme Ha npucten. Ilopanu
npoTpaxupanus e(ekT, MOHSKora B ChYETAHHE C TO-TEKBbK KIMHUYEH XOJl, CE€ Hayara
npoBexaaneTo Ha BeHo3Ha nHdpy3us Ha KCL 0.3-0.5% pa3tBop B 5% 11tok03a, U3BbpIIIEHA PU

MoHuTopupane Ha EKI" u cepymHus kanui.

Oocbxnane:

XWMOKaIMeMUYHATa TEePUOJUYHA Tapajn3a € XETePOreHHO B TEHETHYHO OTHOIICHHE
3abomsBane, kato 60% oT ceMelicTBaTa UMaT MUCCEHC MYyTallus B T€HA, KOJIUPAII KaJI[heBHs
kaHai Ha ckeneTHuTe Myckynu (CaV1.1 xonupan ot CACNAIS rena) u 20% umar MucceHc
mytaiusa B SCN4A rena, konupani NaV1.4. a cybenunuia. Bcuduky onvucanu 10 TO3U MOMEHT
12 myranuu B reHa 3a NaV1.4a cybeqununa u 8/9 myramuu, 3acsramy (pyHKIIMOHUPAHETO Ha
KaJIIMEBUTE KaHAIM Ca MUCCEHC 3aMECTBAaHUS B APrMHUHOBU OCTaThLIU B S4 CErMEHTH OT
JOMEHUTE Ha penentopa 3a Hampexenue [Stephen C Cannon, 2018]. Hauwamoro Ha
3a00JI5IBAHETO € TIO-KBCHO MpH ManueHTH ¢ myranus B SCN4A4 reHa B CpaBHEHHUE C MyTallusl B
CACNAIS rena [J Finsterer, 2008].

KiimHnuHMTE OIUIakBaHUs NpU HAIIMS MAUMEHT Jatupar oT 17 roaumiHa Bb3pacT U ce
u3passiBaT B IOsBaTa Ha €MU30JMYHA MYCKYTHa clabocCT, 3amouBaiia OT MPOKCUMAIIHUTE
MYCKYJIM Ha KpallHUIIUTE U JOCTHraIla 10 TeKKa KBaapunapeza. OCHOBHU TpUTepHU (aKTOPU
ca: TeKKO (PU3MYECKO HATOBapBaHE, EMOI[MOHAJICH CTPEC M HUCKA TeMIlepaTypa Ha OKOJIHATa
cpena. Yecrorara Ha nmpucTtbnute € 3-4 ronuinHo. OOEKTUBHO: TaHHU 3a BsJIa KBaJpuIapes3a
U TeHepanu3upaHa xumopedruekcus. OT nmabopaTopHUTE U3CIEABAHUS CE€ YCTAaHOBSBA
xunokanuemuss U 3aBunieHu ctoiHoct Ha KK. be3 ortknonenuss B EKI. MonekynsipHo-
TEeHETUYHUAT aHaIu3 ycTaHOBsiBa myTanus B SCN4A reHa.

KnuanyanTe XapakTepuCTUKU HA OMHMCAHUS ObITapCKU OOJIEH ca CXOMHU Ha 33 roauiieH
Mbk oT lllotnannus ¢ auarHoctuipana XUNOKaJTMEMHUYHA MEPUOJIMYHA Mapanu3a [Liam J

Stapleton, 2018], KakTo ¥ Ha 25-roAuIIIeH MBX OT KuTaiil c anHamHe3a 3a mpexoHa KBaJpuriapesa
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oT 15-romumua BB3pact [lpy MOJIEKYISPHO-FE€HETUYHMS AaHAJIU3 € YCTAHOBEHA MYyTallMsl

c.2024G>A (R675Q) B SCN4A rena [Xiao-li Liu, Xiao-jun Huang wu cwaBt., 2015].

OmnulakBaHUsATa MpPU ABaMara MAlMEeHTH Ce MOsBSABAT CYTPHH Cliel ChOYKJIaHe OT ChH, IIPH O~
MPOIBIDKUTEITHO I1aJyBaHe MITU IPHUEM Ha Oorara Ha BbINIeXuaAparu xpana. OT HEBpPOJIOTUYHHUS
CTaryc, NMpH KUTAMCKHUSA MAllMEHT C€ YCTAHOBsBAa CIa0OCT Ha KpallHUIUTE C OTCIA0CHU 0
nunicBamu peduiekcu. Ot mabopaTopHUTE M3CIEIBAHMS € yCTaHOBEHA Xurokaiuemus (2,78
mmol/L) mo Bpeme enmzona. Kpearnnknna3zara e ¢ jgexo 3aBuimieHa croiHoct- 276 IU/L (ped.
22-269 1U/L). [Ipuctpnure ce nosiBSBaT OKOJO 3 10 4 MbTH MECEYHO M UMaT TEHJEHIIUA 3a
CIIOHTAaHHO TIPEMUHAaBaHE CJeJ] TOYMBKA WM TIpUEM Ha XpaHa Oorara Ha KaJHid.
[Ipenpasnonarammure (akropu 3a HWHALNMUPAHE HaA C1abOCTTa ca HEAOCTAaThYHO ChH,
€MOLIMOHAIHA BB30yla WM PAa3IPa3sHUTEIHOCT, TIOYMBKA CIIE YCHICHO (DU3HUYECKO
HaroBapBaHe. He e ycraHoBeHa MHOTOHUSI. MycKylTHaTa ciiadocT ce o0liek4aBaT 3HAaYUTEITHO
Clle/T €THOCEIMHUYCH OpalieH IPHEM Ha KallieB mpenapat. [Ipu moTimanaena e onucana Bsia
KBaJIpuIiape3a, cJla0oCT Ha JIMIleBaTa MYCKYIaTypa, OTCIA0CHU CYXOXKXWJIHU pedieKkcu B

JOJIHUTE KpaHUIM W HopMmopednekcus B ropaute [Liam J Stapleton, 2018]. Or

1abopaToOpHUTE U3CIIEIBAHNUS Ca YCTAHOBEHN HUCKHM CTOMHOCTH HA CEPYMHUS Kalluil CepyMHUs
<1,5 mmol/l; KK 857 U/I. EKT mo Bpeme Ha mpuCThIIa € C JaHHU 32 CHHYCOBa OpaTuKapausi C
yabkeH QT unTepBan u Buaumu U BBJIHM, KOUTO M3YE€3BaAT Cled MPUIOKEHUETO Ha Kalui
3aMecTBalll Ipernapar.

Myranusta, ycTaHOBeHa NpU KUTANHCKUS MAIMEHT, € JO0KJaJiBaHa KaTo MpUYMHSBAILA
HOPMOKQJIMEMHYHA Tapaiu3a Npu cemeiictBa ¢ kuraiicku (2015r) m ppeHcku mpousxon
(2004r.), u xunepkaIMeMUYHa MEPUOIMYHA TTapajiu3a MPH CEMEUCTBO ¢ KOPEHCKU MPOM3XOJ]
(2015r) [Xiao-li Liu, Xiao-jun Huang u cpasr., 2015].

Myranusita ¢.4774A>G, p. Met1592Val, B SCN4A rena, ycraHoBeHa NMpU OBIATapCKust
MAIMEHT € YCTAaHOBEHA B IIECT HEMCKU CEMEICTBa ¢ Juarno3a XurnepkalueMUyHa MapruoJudHa

nmapamuza [R_Heinel, U Pika, F Lehmann-Horn, 1993] u B xuraiicku cemeiicTBa ¢

XUIMoKaaueMUyHa NnepuoJuvHa 1mapajinia, CbC CXOJACH Ha HAIIINUTC ITAlIUCHTH (bCHOTI/IH [Sushan

Luo, Minjie Xu u cbaBt., 2019].

3.4 KiMHMYHA KAPTHHA M MOJIEKYJISIDHO-T€HeTHYEH Pe3VJTAT NPU HAIMEHT ¢ MOCTABEHA

aumarnosa: IlapagokcajHa MHOTOHMS

Hpe;[CTaleMe OosieH Ha 18 I., C HA4YaJIO Ha 0oaecrra OT KbpMa4€CKa Bb3PAacCT, KaTO Bb3pacTTa

IIpH NOCTABAHC Ha AUArHo3ara € or.
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[IepBuTEe TIpOsiBU Ha 3a00JIIBAHETO Ca MPOBOKHPAIIM CE€ OT CTY Cla3MH Ha JIMIEeBaTa
MYCKYJIaTypa, XapaKT€pU3Upalld C€ CbC 3aTpyJHEHO OTBapsHe Ha ouurte. [lo-psaako ca
HaOMIOaBaHW TPEXOJHU CIHa3MU B MYCKYIHTEe Ha pbleTe. [locoueHHTe OIIakBaHUs Ce
3acWJIBaT TIPH MO-HUCKA TEeMIEpaTypa Ha OKOJHATa Cpella M MPH HEKOJIKOKPATHO MOBTOPEHHUE
Ha €IHO W ChIIO aeiicTBre. Hanmie e mpucTeiiHa c1aboCT B YETHPUTE KpaHUKA, T10-CHITHO
M3pa3eHu 3a JMCTajHaTa MYCKYJIaTypa Ha JIOJIHUTE KpaWHMIIM, MOSBABAIA CE€ B CYTPEIIHUTE
gyacoBe. [IbHOTO BB3CTaHOBsIBaHE € 10 7-ust AeH. HaOmromaBaT ce emm3oau Ha crnabocT B
MPBCTUTE Ha pBIETe, 0€3 MPEeAXOoXKIally Cha3MH, MPOBOKHUPAIIU C€ OT CTYJI B HacoBE IO
(u3nyecKo BB3MUTAHKUE, C TPOIBIDKUTETHOCT 0K0JI0 50 -60 MUH., MpeMuHaBaIll 0OMKHOBEHO
npu 3aroruisiHe. Ot 14 roauiHa BB3pacT MMa MEPHOJUYHA IMapajin3a Ha MPOKCHMallHaTa
MYCKyJaTypa, MpoAbJKaBalla €IWH JeH, IMPOBOKUpalla ce OT IJaja, ¢ 4Yectora 1-2 mbTH
TOJIMIITHO.

JlunicBa (hamrtHa 0OPEMEHEHOCT 3a OJOOHU KIIMHUYHU TIPOSIBH.

OT HEBPOJIOTHMYHHUS CTaTyC C€ YCTAaHOBSIBA TMapaJoKcajieH MHOTOHWYEH ()EHOMEH B
OKOJIOOYHATa MYCKYJATypa - C BCSIKO MOCIEABAILIO 3aTBAPSHE HA OYUTE CE 3aTPYAHSIBA TAXHOTO
OTBapsHE.

Ot mabopaTopHUTE M3CICABAHUSA ca Haiuie ca HopMmaiaHa croiHocT Ha KK — 168 U/l u

TOPHOTPAaHUYHU CTOMHOCTH Ha CEpyMEH KaJuil o BpeMe Ha IpUCThIIHATa cIa00CT.

Urnena EMI' or m. tibialis anterior e ¢ gaHHM 3a CIIOHTAHHA AKTUBHOCT OT YECTH

MHOTOHHNYHH 3aJIIIOBC. HpI/I JICKa MYCKYJIHa KOHTpaKOHusA - aKHHOHHH IIOTCHIMAaIKM B HOpMa.

MonekyasapHO-TeHETHYHUST aHaJIU3 OMKCBA HAIMYKE HAa XeTepo3uroTHa myrarus - R1148P
B 24 ex3oH Ha SCN4A rena. Ilpu poautenuTe HE ca yCTAaHOBEHHU MATOJOTHYHU BapUAHTH B
SCNA4A rena.

[IpoBenenara tepanus ¢ @eHutonH B MUHANOTO ¢ Oe3 edekr. [lanmenTkara ycrnsBa jaa
HaMaJld M3siBaTa HAa CTECHATOCTTAa Ha MYCKyJarypara, KaTo HM30srBa MPECTOM MpU HUCKU
TEeMIIepaTypH, a enu30AuyHaTa c1abocT — ¢ u30ArBaHe Ha riajyBaHe, KaKTO U C MOBTapSIIU

CC YIIPAKHCHUS 3a CbOTBECTHUTC MYCKYJIHU I'PYIIN.

O0cnhxkIane:
OmrakBaHusiTa TpH OBArapckaTa NaIlMEHTKa JaTUpaT oOIle OT KbpMadecka BBH3pacT.
OCHOBEH CUMIITOM € TMapajoKcaTHa MHOTOHHUS, IOKATU3UPaHa B OKOJIOOYHATA MYCKYIaTypa.

[TanmenTkata cpoOmiaBa 3a mpucTbhIHA ciaabocT B yetupute kpaitHuka. KK e ¢ Hopmanna
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croitHocT. OT urnenata EMI ce ycraHoBsiBa MuoToHHYEH peHoMeH. To3u cimydaii € OIM3bK 710
Jpyry OIMCAaHU B JIUTEpaTypara.

B Kuraii e poxnaaBan ciywaid Ha 20-rogumHo momuue (2014r.) c orulakBaHUS OT
napajioKcajlHa MHOTOHMSI, 3aCHJIBAllla C€ MPHU BCAKO MOCJIEIBALIO0 MYCKYJIHO CBhKpallleHUE,
Aatupaiiy ot 7 roauiiaa Bb3pact [Xiao-li Liu, Xiao-jun Huang u cbaBt., 2015]. CumntomuTte
ca MpeIu3BUKaHU OT (U3NYECKa aKTHBHOCT, EMOLIMOHAJICH CTPEC U yMopa. MUOTOHHSATA € T10-
CWJIHO M3pa3eHa Npe3 3UMHHTE Mecenn. HeltnusT Oama, jiens u 6ada chIno ca MMaid o0 0Hu
CUMITOMH, KOraTo ca OWJIM MJIaJii, HO YECTOTaTa U TEKECTTa Ha OIUIAKBAHUITA ca HaMaJleau
cien 40 rogumza Bb3pact. CroitHoctuTe Ha KK ca HOpManHM mpu BCHYKM HAllMEHTH OT
CEeMEICTBOTO, aHAJOTHYHO Ha Obiarapckus OosieH. Hsma BiomiaBaHe Ha CUMITOMHTE CIIE]
npueM Ha Oorara Ha Kainuil xpaHa. HeBposmornunust craryc e HopmaineH. EMIT oTpassBa
M3pa3eHd MUOTOHMYHU pa3psiau, KaKTO B AUCTAIHUTE, Taka U B MPOKCUMAJIHUTE MYCKYJIH Ha
FOPHUTE W JOJHHUTE KpailHuuu. [lanuenTuTe He mnpoBexaaT Tepanus. MOJEKYIIpHO-
TCHCTHYHUSAT aHaIu3 ycTtaHoBsiBa myTarus ¢.1333G>A (V445M) B rera SCN4A. Ciydan Ha
KOHI€HUTaJHA [apaMHOTOHMSI C IOCOYeHaTa MyTalusi ca JOKJIaJBaHU B aMEpPUKAHCKH
[Rosenfeld J, Sloan-Brown K u chaBT., 1997] u dpencko-kanaiacku cemeiicrsa [Dupre N,
Chrestian N u cpaBt., 2009]. [laniueHTUTE OT aMEPUKAHCKOTO CEMEHCTBO ca ¢ HA4allo Ha
OTUIaKBaHUs OT 16 roauIHa BH3pacT, U3pa3sBalll ce€ B MapaJoKCalHa MUOTOHHUS, 3aCUBaIlla
ce OT HUCKU TeMIlepaTypH, 3acsrailla i HUHTEepKOCTAIHUTE MycKynu. [lannenture cholmiaBat
3a MYCKYJIHa CJa0OCT ¥ MHUAITUA KaTo JONBJIHEHHE KbM HapajoKcalHaTa MHUOTOHUS.
[TocoueHuTe OIIAKBaHUS Ca HAIUIE W TpH (DPEHCKO-KaHAJACKUTe cemeiictBa  [Xiao-li

Liu, Xiao-jun Huang u cwast., 2015]. Onucanu ca Tpu ciaydas Ha MALUEHTH C SIOHCKH

MPOU3XO0J C TapaJoKcalHa MUOTOHHS Ha KpAaHHMIIUTE W JIMIEBaTa MYCKYJIaTypa, MyCKYyJIHA
cnaboct u xunotpoduun ¢ myramus p.T1313M e SCN4A rena. [lpu eaun oT mamueHTH ce
yCTaHOBsIBa aTpodusi Ha JbBKATEIHATA MYCKyJaTypa M MYCKYJIUTE Ha MPEIAMUIIHUIATA
JBYCTPAHHO, KAKTO W MEPMaHCHTHA JMCTAIIHA MYCKYJTHA ¢J1a00CT B JIOJIHUTE KPAWHUIIM H T10-
CHJIHO H3pa3eHa MpOKCMMallHA MYCKYJIHa CJIa0OCT B TOpPHHUTE KpaiHui [Tomoya

Taminato !, Madoka Mori-Yoshimura u cwaBt., 2020]. IIpu BTOpHS AMOHCKM TAlMEHT CE

yCTaHOBsIBa CJIA0OCT B JMCTAJIHUTE MYCKYJIHM TPYNHU Ha pblieTe, caabocT Ha JIbBKaTeIHaTa
MYCKyJIaTypa ¢ XUIIOTpo(Hs Ha ChLIMTE M MapajoKcaiHa MUOTOHHUA. [Ipu Tpetus ciydaii, c
AMOHCKM TPOUXOJ, ce HalironaBa €AMHCTBEHO MapaJoKCallHa MUOTOHHMSA, 0e3 Hajluyue Ha
MyCKyJHa cinabocT U Xxunotpodus. IIpu BcHUky manMeHTH KIMHUYHATA KapTHHA Ce BJIOIIABA

IIpU IOHUKABAHC HAa TEMIICpATypaTa HAa OKOJIHATa CpCaa.
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3.5 KiuHMYHA KAPTHHA M _MOJEKVJISAPHO-T€HEeTHYEH Pe3vyaTaT NpH 2 NAIMEeHTH ¢

nocraBena auaruo3a: Kaseoaunonarus- “Rippling” Mmuonatus

[IpencraBsMe cemeicTBO, € MIECTUMA 3aCETHATH, OT KOETO JBaMa OOJIHU ca M3CIIE/IBAaHU.
Bb3pacTTa npu Havano Ha 3a00JIBaHETO MPU MHAEKCHUS MMalMEHT € 2 ToauHu Bb3pacrra npu
MOCTaBsSHE HA JMAarHO3aTa € 5 TOJMHM, KaTo MPH MOCIeIHOTO KIMHUYHO U3CIIeIBaHE MOMYETO
€ Ha 6 roJMHU.

OcHOBHHTE TPOSIBE Ha 3a00JISIBAHETO TIPH TMAIFEHTA ca M0-0bP30 HACTHIIBAIA yMOpa MPH
xoneHe. Mma mo-CHMIIHO pa3BHTa MyCKylarypa, KOero ce HabiromaBa W mpHu Oamiara, B
ChUYETaHUE CBhC 3aTPyIHEHA MYCKYJIHA pellaKCalysl CiIe]] CHJIHA KOHTPaKIusA. 3aTpyIHEHO €
M3KaYBAHETO Ha CTHJIOM W WM3MPABSHETO OT KJIEKHAJO TOJOXKEHWE, MOpPaJH CXBallaHe Ha
MycKyJaTypara Ha KpalHuuurte. Toll € ¢ HOpPMaJHO MOTOPHO pa3BUTHE, HO 3a0aBEHO
HEBPOIICUXUYHO - MporoBopui € Ha 3r. [lammeHTsT € ¢ pammina odpeMeHeHocT — Gama ¢
T€HETUYHO TTOTBBP/ICHA KaBEOJIMHOTIATHs, 6a0a Mo OamuHa TUHUS, cecTpa Ha 6abaTa, cecTpa u

Opart Ha Oamrara ca ChC CBIIUTE OIJIAaKBAHMUS.

o O

S

/’

durypa 6. Pogocnosue Ha cemeiictBo ¢ KaBeonuuonatus- ,,Riplling” muonarusi.

OT HEBPOJIOTHYHUS CTATYC CE YCTAHOBSBA ITPOKCHMAJIHA MYCKYJIHA ciiaboct Ha M. iliopsoas
4/5, mceBmoarieTHUCH XaOWTyc, JymOanHa xwurepiopao3a. Scapulae alate ca wnamuie
JBYCTPAHHO. Y CTAHOBSIBAT CE NMEPKYCHOHHH (DEHOMEHU Ha TIOBUIIICHA MYCKYJTHA BH30YIHMMOCT
oT TeHapa, rippling muscle phenomenon B ropHu KpaifHUIHK CIIe/ TEPKYCHSI.

JIabopaTopHU M3CIICABAHUS:

e KK (2012r.) 708; KK (2015r.) 1844; KK (2017r.) 1175; KK (2018r.) 591
Haii- nuckure ycranoBenu croiinoctd Ha KK ca 3.1 mbTH Haj HopMmaTa, IOKaTo Hali-BUCOKHUTE

JocTturartr mJo 9,7 II'bTHU HAJl HOpMaATa.
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Urnenara EMI” ot m. tibialis anterior dexter orBexma M-oTroBopy ¢ HopMajiHa aMIUTATY/IA,
Bpemerpaene u Gopma. EMI' e oT uHTEepdepeHTeH narepH, HO HE ca HAIMYHA MHUOTOHUYHU

(dheHomeHm.

®U e B HOpMa ( DBK- 101.8%, PEO1 120%).

ExoKI' ycraHOBsIBa HOpMaJIHM pa3Mepu Ha ChpJCUYHUTE KyXUHHU, HOpMaJHa JeOeanHa Ha
CTEHaTa Ha JiABaTa M JACHATa KaMepa. 3ama3eHa € JIeBOKaMepHaTa CHCTOJHA U JUAacTOJIHA

¢byukuus. Knanauar anapar e unraktex, a ®U e 60%.

bamara na momuero ¢ Ha 30 r., ¢ Ha4yamo Ha 3a00JISIBAHETO HA 5 TOJUIITHA BB3PACT.
Bo3pactra npu nocraBsHe Ha quarHos3ata € 30 roquHHM.

OcHOBHHTE NPOSIBM Ha 3a00JISIBAHETO ca OOJKM M CXBAlllaHUS B MYCKYJUTE Ha YETUPHUTE
KpaifHWKa, MMO-M3pa3eHu ciiesl GU3NUecKu ycuins. TpyIJHO OTITyCKa MYCKYJIUTE CIIe] CHITHA
KOHTpakius. Hamume ca HOpMaaHO MOTOPHO W HEBPONCHXHYHO pazButhe. [locoueHute
OTUTAKBAHMSI C€ 3aCHJIBAT TPH T10- HUCKA TeMIIepaTrypa Ha OKoJIHaTa cpefa. 3a00IsBaHeTO MMa

6aBHO mporpecupaill xo1. PaMUIHO OOPEMEHEH € ¢ MaliKa ChC ChIIUTE OTJIaKBAaHUS.

OT HEBPOJOTHYHHS CTATyC C€ YCTAHOBSBAT: JieKa MPOKCHUMAalHA MYCKyJdHa ciabocT B
JOJTHUTE KPAWHUIN, KAaKTO W MEPKYCHOHHU ()EHOMEHH Ha MOBHIIEHA MYCKYJIHA Bh30YyAUMOCT
OT MYCKYJIUTE Ha TOPHH, JIOJTHA KpaiHuM U e3uk. Hamuie e “Rippling” muscle ¢penomen cien
MepKycuss W KOHTpakius. BONHHMAT € ¢ TceBaoamieTH4yeH XaOutyc ¢ no0pe pa3BuTa

MPOKCUMAaJIHA MYCKYyJIaTypa Ha KpalHULIUTE, TEKTOPATHHU U aKCHAIIHU MYCKYJIH.

Wrnenata EMIT ot m. abductor pollicis brevis u m. biceps brahii dexter ycranossisa
IMPOBOKHPAHA OT IIOYYKBAHC, MNPOABJILKHUTCIIHA, MHOI'0O HUCKOAMIUIMTYJIHAa AKTHBHOCT OT
(1)I/I6pI/IJ'IaI_II/II/I A c1a00 KBM YMEPCHO H3pa3€Ha MUOTOHHUYHA PCAKIIUA. JIumcBaT MUOTEHHU
IIPOMCHHU.

MOJIGKyJIprHO'FCHeTI/IqHI/IHT AHAJIN3 TIOKAa3Ba HAJIMYMEC Ha MATOJIOTMYUCH BAPUAHT B €K30H 2

- ¢.136G>A, p.Ala46Thr 8 Cav3 rena.

Oo0cnKknane:
HavanoTo Ha 3a00msBaHeTO € B IO-paHHa BH3pacT MpU CHHA B CPaBHEHUE C Ta3H Ha Oarara.
OCHOBHHM HaxXOJKH, MPU JBaMaTa MAIlMeHTH, ca MUOTOHUS HAa MYCKYJIHTE Ha KPalHUIIUTE U

Rippling” muscle ¢eHoMeH, KOUTO ca OCHOBHM IpOsIBU U NpH cemeiictBo oT LlBenus ¢ 23
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3acerHaTd 4WICHOBE, Ha Bb3pacT oT 13 no 67r., cbhe chiuara ycrtaHoBena myrarms [Ahmed

Aboumousa, Jessica Hoogendijk u cbaBt., 2008]. Tlpu mBamecer OT OOJHHUTE OCHOBHO

OIJJAKBAaHE € CTErHATOCT Ha MYCKYyJIaTypaTa Ha JOJIHUTE KPAHUIIM, a TIPU JBaHAJIECET OOJIHU
ce HabmogaBa Rippling” muscle ¢penomen. Chimata MyTanus € JOKIaJBaHA MPU HOPBEIKKO

ceMeHCcTBO ¢ 12 KIMHHWYHO 3aCETHATH WICHOBE C OCHOBHHM KJIMHUYHHU HaxXxoJKHu OTHOBO OT

muotonust u Rippling” muscle denomen [Luigi Fulizio, Anna Chiara Nascimbeni u cbasr.,
2005]. Tlocoyenara mMyTamusi € yCTaHOBEHAa B CEICM MTAJIMAHCKU CEMEHCTBa ¢ 00mO 8
uaeHTuGUIMpaHu 00JIHU (B €4HO OT ceMeiicTBaTa ca 3acerHaTy Maika u Jpliepsi). ABTO30MHO-
JOMUHAHTEH MOJIeNl Ha YHAcCJe[s BaHe € JIOKJIAJBaH IPH IET OT ceneM cemercTra. [IbpBusT
CHUMIITOM € MYCKYJTHa c1ab0CT, KOSTO Ce MOsIBIIIA Ha BB3pacT oT 7 10 37 ronunu (cpenuo 19,1
TOJIMHM), KaTO aHTaXHpa MPOKCUMATHUTE WIH JUCTATHUTE MYCKYJIM Ha KpadHunute [Luigi

Fulizio, Anna Chiara Nascimbeni u chaBt., 2005]. [loknagBanu ca yeTUprUMa OOJHH OT JBE

cemeiictBa oT BenumkoOputanust cbc cbinara myranus. [Ipu nBama oT manuMeHTUTe Ce
ycranoBsiBa Rippling” muscle heHoMeH, eTMH OT MarMeHTUTE CHOOIaBa 32 MUAJITHS, TIPU €TUH
Ce yCTaHOBsIBa MPOKCHUMAalHA M AMCTaIHa MYCKYJIHA CJIabOCT HAa KpalHUILIMTE, a MpU BaMa
MPOKCHMaJIHA MYCKYJIHA CIa00CT, JOKaIU3upaHa €MHCTBEHO B JOJHUTE KpaiHuim [Jimm

Sundblom?, Erik Stélberg u cpapt., 2010]. Ilpu 6amara Ha HamMs TAIUEHT MHOTOHHUATA € B

ChUETAaHHE C MHAJITHS M 3HAUYMTETHO CE 3acCHiiBa TMPHU TMOHWXKABaHE Ha TeMIlepaTypaTa Ha
okoytHaTa cpena. Ilernma oT GOJIHWTE B IMIBEACKOTO CEMEMCTBO CHOOIABAT 3a aHAJOTUYHHU
OTUTAKBAHUS - MHAJITHS B KOMOWHAIMS C MHOTOHHSATA, NPH JBamMa OOJHM € Hauuie OBbp30
HacThIIBAIlla yMOpa, a IPH €IWH MAalUEeHT MYCKYJIHHM KpamIH, JOKato Tpuma ca 0e3

omnaksanus [Ahmed Aboumousa?, Jessica Hoogendijk u chast., 2008]. MycKyiHH KpaMIIi U

MHAITHS ca YecTO CPEllaHo OIUIaKBaHe NMpM WTanuaHckaTa koxopra [Luigi Fuliziol, Anna

Chiara Nascimbeni u cwaBt., 2005]. Kapaunomuonarus He € IOKJIagBaHa MPH HUTO EIAMH

naiuest ot Uranus. Ilpu nBamata Obarapcku NalydeHTH € HaJIMLe IICEeBI0ATIETHUEH XaOuTyc
U IpOKCHUMajlHa MYCKYyJIHa cia0ocT B JOJHM KpaWHuIM. IIpy BCHYKM NalMEHTH OT
UTAJIMAaHCKOTO ceMEICTBO ce HalIr01aBa reHepaiu3upaHa MycKyiaHa xuneprpodus. Ilpu neser
OT MAIMEHTHUTE B IIBEJICKOTO CEMENCTBO C€ YCTaHOBSIBA XUNIEPTPO (DU HAa TOA0EAPUIINTE, & TPU
JIBaMa reHepajim3upana MyckysHa xuneprpodus. [Ipu Tpuma ce yctaHOBsIBa TeHepaIu3upaHa
MYCKYJIHA XUIIEePTpo(HUsl, a PU €AUH OT TIX XUNEepTpodus Ha MoaAdeIpULIUTE U XUITOTPOdus

Ha MycKkyJatypaTa Ha pbuere [Ahmed Aboumousa, Jessica Hoogendijk u cvagt., 2008]. ITpu

ABAZICCECT OT MIBECACKHUTC IMMALIUCHTUTC CC YCTAHOBABAT 3aBHUIICHU croriHoctn Ha KK.
YcTaHoBEHO €, H€ CCPYMHOTO HHUBO HaA KK e noBumieHo IIpHU BCUYKHU MAIUCHTU C UTAJIIMAHCKU

IIPOU3X0/JI, YBEIMYEHHUETO Bapupa OT TPUKpATHO A0 Haja 40-KpaTHO.
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3.6 KiuHMYHA KAPTHHA M _MOJEKVJISAPHO-T€HEeTHYEH Pe3vJaTAaT NpH_ 2 NAIMEeHTH ¢

nocraBena auargosa: “Central core” MmuonatTus

[IpencraBsime marueHT #1 ¢ HAYaJlo HA OIJIAKBaHUATA OT 59 roAMHM, KaTO Bb3pacTTa MpH
MOCTaBsIHE HA JuarHosara € 63 roJuHu, KOoraTo € U U3Cle/BaH.

[IepBHUTE TIPOSIBE HA 3a00JIIBAHETO ca CIa0OCT B MPOKCUMAIHUTE MYCKYJIM Ha JOJTHHUTE
KpalHUIM, CHIIPOBOJICHA OT MUAIITHS B MPOKCUMAITHUTE U TUCTATHUTE MYCKYJIM HA JOJTHHUTE
kpaitauIy. [leT Mecena mo-KbCHO, aHAJIOTHYHU OIUIAaKBAHUS OT MYCKYJHA CIa00OCT U CTATaHE
ce T0OABHITN U B TIPOKCUMATHATE MYCKYJIA Ha TOPHUTE KpaHUIM. OIJIaKBAHUATA CE 3aCHUIBAT
cien (usmdecko HaroBapBaHe. [locOYeHHTE OIUTAKBAHUS HE TPOTPECHPAT BHB BPEMETO.
JlunicBa anamHe3a 3a (pamMuIHa 0OPEMEHEHOCT 32 HEBPOJOTUYHU 3a00JISIBAaHUSI.

OT HEBPOJIOTUYHHSI CTATYyC Ca HAJIWIIE JAaHHU 33 MHUOIIATCH CHHJIPOM — MYCKYJIHA CIIa0oCT,
M0- CHJIHO W3pa3eHa 3a MPOKCHMAJTHUTE MYCKYJIH Ha JIOJIHUTE KpaWHWIM W aKcHallHaTa
MYyCKyJaTypa, MYCKYJIHa XHUIIOTOHHS- TO-M3pa3eHa 3a MYCKYJIM Ha JIOJIHUTE KpaiHWIIH,
CYXOXWJIHa Xumnope]iekcuss 3a CTHIOpaauadiHu W KOJeHHU pediiekcu, apediexcus 3a
AXWI0BH peduiekcH ABycTpaHHO, cuMnToM Ha Gowers (+) (tabmuia 5).

Tabnuma 5. Pesynratu oT MaHyalTHO MYCKYJTHO TECTyBaHE TIPH MaIlMeHT #1.

/5 u Qirekcrs B paMEeHHHU CTaBH
B JsBO 5-/5; dmekcusa 5/5 m
eKCTEH3Hs B JIaKbTHA cTaBa 5/5;
drexcns, E€KCTECH3HUSI B

TpUBHEHU CTaBHU 5/5;

anmykus B T3bC 4/5; dmexcus
3/5, excreusus B T3BC 3/5;
hmexcns U eKCTEH3Hus B
KoJsiHHA cTaBa 4-/5; [ImanrapHa
5/5;

(hnexcus JOp3aJTHa

thnexcus 5/5;

Cmaboct Ha TOpHU Ciraboct Ha TTOTTH! Cmaboct Ha  akcuajgHa
KpalHUIIH KpailHuLu MyCKyJaTypa
abmykmwmst 4+/5, annykuus 5- aomykmust 4/5 B T3BC; duaexkcus B mmsa 5/5;

€KCTEH3Us B s 4+/5;
3aTpyqHEeHO W3MIpaBsHE OT

JICTHAJIO ITOJIOKCHHUEC

Ot nabopaTopHUTE U3CIICBAHUS CE YCTAHOBSBAT 3aBHIlieHU cToiiHOCTH Ha KK- 427 U/I-

2.2 nbTH Hag HopMmara (Hopma 20-190).

ITpu urnenata EMI" ot m. deltoideus, m. biceps brahii, m. quadriceps femoris, m. tibialis

anterior ce nabmromaBa Tonupasus OT W3CIEABAHUTE MYCKYJIH, OTACTHH MHOTeHHH All-

npearMHO oT M. biceps brahii.

@MU/ e c naHHHM 3a JIeK peCTPUKTUBEH TUN quxatenHa cinadboct ( DBK- 64%, DEO 1- 81%).
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ExoKI' e ¢ mamHm 3a neka xuneprpodus Ha JissBa Kamepa, JEKOCTCTICHHU KIIAITHU
perypruranu, 3ana3zeHa QyHKIHs 1 KOHTPAKTHIUTET Ha ChpaeuHuTe Kyxunu, ¢ ®U 62%.

Pentrenorpadusirta Ha yMOaTHU MPENIJICHN YCTAHOBSABA JSICHOKOHBEKCHA CKOJIHO3a.

MoJtekyIIsipHO-TEeHETHIHOTO U3cienBane yctaHoBsiBa myrarus ¢.5002C>T, p.Leul 668Phe
B RyR1 rena, noxanusupan B 19q12-13.2 xpomo3oma, Bozemia 1o pa3sutrero Ha “Central core”
MUOIIATHUA U MOBUIICH PUCK OT PAa3BUTHC HAa MAJIMTHCHA XUIICPTCPMMUL.

[TanmenThT MpoBexAa Tepanus ¢ Kpeatns 5 rpamMa JTHEBHO U CUCTEMHA peXaOUIUTAIIHSL.

[Tpu manuent #2 HayanoTo Ha 0oJiecTTa € OT 7 TOJIMHU, KATO BB3pACTTa MPH MOCTABSIHE HA
nuarHos3ata € 20 roiMHu, KoraTo € ¥ U3CJIeBaH.

[IbpBUTE TPOSIBU HA 3a00JSBAHETO Ca MYCKYJIHa €1a0OCT MPEIUMHO 3a MPOKCUMAIIHUTE
OTJIeNM Ha JOJHHUTE KpaWHUIM M aKcHallHaTa MYCKylaTypa, U3pa3sBallld ce B 3aTPyIHEHO
M3KauBaHE Ha CTHJIOM, 3aTPyJHEHO M3MpaBSHE OT JIETHAJO U KJIEKHAJIO mojoxeHue. Jlumcsa

aHaMHe3a 3a (pamrTHa 0OPEMEHEHOCT 32 HEBPOJIOTHYHH 3200 IIBaHUSI.

OT HEBpOJIOTWUYHHS CTaTyC € HaJMLEe JIEKO OTpaHHuYeH 00eM Ha MacHUBHU JBIKEHUS B
TJIE3EHHUTE CTABU ChC 3aTpy/IHEHA Jop3aiHa (eKcusl Ha Xoauiara U 3aTPyAHEHO XOJIeHEe Ha
netd. MyckynHara cuia npu (iaekcusi B TOpHH KpalHULM € ChbXpaHEHa U € HamalleHa MpHu
eKCTEH3HUs, HAJIMIE € aKcHajHa MYCKyJHa claboCT - 3aTPyJHEHO M3MpPaBsiHE OT JIETHAJIO
MOJIOKEHHE, MPOKCUMAJIHA MYCKYJIHA CJIa00CT B JIOJIHUTE KpalHUIU- 3aTPYIHEHO W3MpaBsHE
OT KJIEKHAJIO TMOJOXeHHe, cumnToM Ha Gowers (+). YcraHoBsBaT ce XUMOTpoduu Ha
MYCKYJUTE Ha paMEHHUS MOSIC, IPOKCUMATHUTE MYCKYJIM HA TOPHUTE KpaWHUIU, MYCKYJIUTE
HA Ta30BUS MOSIC M MPOKCUMATHUTE M TUCTAIHUTE MYCKYJIH HA JOJHUTE KpaitHuim. Scapulae

alate ce YCTaHOBsABAT ABYCTPAHHO. Pes cavus e HaJIMIEC ABYCTPAHHO.

Ot 1abopaToOpHU M3CICIBAHUS CE€ YCTAaHOBSBAT HOpMasHu cToitHocTd Ha KK 138 U/I.

ITpu urnena EMI" ot m. tibialis anterior dexter, m. quadriceps femoris, m. biceps brahii
dexter B IIOKOM HE ce OTBEXKaAa CIIOHTaHHa aKTHUBHOCT. HpI/I BOJICBO CBbKpalll€HHUEC OT
MMPOKCUMAJIHO Pa3IOJIOKCHUTEC MYCKYJIHU I'PyIId B TOJIHHU U TOPHU KpaﬁHHL{H CC OTBCXK AT AIl
C HaMaJICHa NPOABJIKUTCIHOCT, HUCKHU, HOJ'II/I(I)EBHI/I C 6’bp3 PEKPIOTMBHT TIPpH MAKCUMAJIHO

MYCKYJIHO CBKpalmICHUC C XapaKTCp HA MHUOTCHHHU, OT GenpeHHTe MYCKYJIM, TIpHA BOJICBO
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cbKkpamienue ce otBexaar All ¢ Hopmanen xapakrep. EMI' nanHu 3a HeakTHBHAa MUOTEHHA
yBpena.

OT MONEeKyISIpHO-TEHETUUYEHHUS] aHallu3 C€ YCTaHOBSBa myraius  c.14582G>A,
p.Argd861His B RyR1 rena, nmokanusupan B 19q12-13.2 xpomo3oma, BojeIa 10 Pa3BUTUETO

Ha “Central core” MuonaTHs ¥ MOBHUILIEH PUCK OT pa3BUTHE HA MAJTUTHEHA XUTIEPTEPMUSI.

[lanieHTHT HE TPOBEXKIA MEAWKAMEHTO3HA Tepamnus, €AWHCTBEHO CHCTEMHA
pexadunuranus.

O0cbiknane:

HaGmronasa ce ronsima BapuaOMITHOCT BB Bb3pacTTa Ha Hauaso Ha “Central core” MuonaTus
MpH OBJITapCKUTE MAMEHTH - IPU MauueHT #1 Ha 59 roauiHa Bb3pact, MpHU NalueHT #2 Ha 7
TOJIMIIHA Bb3PACT, KOETO OM MOIVIO J]a C€ CBbpIKE C pa3inuHus (PyHKIMOHAJIEH e(eKT Ha IBETE
Myrauuu. JlokjgazBaHu ca ABa ciiydasi Ha Opa3uiICKH MalMeHTH ¢ Hadaio Ha OoJyiecTTa ollle B
HEOHATaJHUS MEepHoj, C TeXKa JUXaTelHa HEeIOCTaThbYHOCT, H3UCKBalla  H3KYCTBEHA
OenoapoOHa BeHTWHanMs (Mpu mnauveHT #1- ycraHoBeHu 2 wmyrauuu p.Phe41Ser u
p.Tryl121Cys; npu manuent #2- ycranoBeHu 2 myrtaruu p.Arg614Cys u Thr4980Ala*fs)

[Leonardo Galleni Ledo !, Lucas Santos Souza, 2020]. B ADKUPCKO CEMENCTBO € JOKJIaJIBaH

cUHIpOM Ha (eTaHa aKWMHE3Ws, KaTo Hai-paHHa mposia Ha ,,Central core” mMuomarusita

[Rachel Robinson, Danielle Carpenter u cbaBt., 2006]. JloximanBan € ciiydail Ha HEMEI, C

Hauasio Ha 3a00JIIBaHETO OlIe BHTPEYTPOOHO C yCTaHOBEHA BPOJieHa Ta300eipeHa JUCIIa3usl U
TEXKa CKOJMO03a, MYCKYIHAa cJabOCT, JIOKaIM3MpaHa MPEeJUMHO B JOJHUTE KpalHUIU
(p.Arg4893GIn) m Ha wWpmaHmel ¢ Hadajgo OT PAXKIAHETO C MYCKY/JIHA XWUIIOTOHHS TIPH
paxaaHeTo W cTpabu3bM. YcraHoBeHa ¢ myrtarusaTa (p.Asp4918Asn) B RyRI rena [Natalia

Kraeva, Elena Zvaritch u cpaBt., 2013] bearapckure nmanueHTH ca ¢ HOpMaIHO MOTOPHO U

HEBPOIICUXUYHO pasButue. [lpu gBamara manmueHTH ¢ Opa3swiICKU MPOU3XOJ CE€ YCTAaHOBSIBA
3a0aBsHEe B MOTOPHOTO Pa3BUTHE, a MPH €IWH OT TAX U B HEBPOICUXUYHOTO Pa3BUTHE.
3a0aBeHO € MOTOPHOTO pa3BUTHE U MpH mnamueHtutre ot lepmanus u Wpnangus [Natalia

Kraeva, Elena Zvaritch u cpaBr, 2013]. OCHOBHM KJIMHHUYHU XapaKT€PUCTUKU TpHU

6LJ'IFapCKI/ITe HalueHTH Cca ciaabocT MNpeAMMHO B IMPOKCUMAJIHUTEC MYCKYJIM Ha JOJIHUTC
KpaﬁHHHH " aKCHaJIHa MYCKYJIHA Cﬂa6OCT, TOPpHUTC KpaﬁHHHH CC 3acdarar Ha IIO-KbCCH CTaIll.
Z[OKJ'I&,[[B&H c C.]'Iy‘l&ﬁ Ha 6pa31/meu C JICKAa KJIIMHWYHAa KapThUHa, CXOAHAa Ha HAIIUTC IMAallUCHTH,
XapaKTepu3upallla €€ CAUHCTBCHO C IIPOsBAa Ha JICKA MYCKYJIHA c1aboCT u 3aTpyAHCHUC IIPpU
M3KaYBaHE Ha CTHJIOH. HpI/I TpuMa HUTAJIMAHOW OTHOBO OIUVIAKBAHUATA Ca MPECAUMHO OT

MyckynHa crnaboct (p.Arg2435Leu, p.Leud647Pro, p.Phe4808Leu) [Natalia Kraeva, Elena
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Zvaritch u cwaBt., 2013]. Eaun ot ObirapckuTe ManmueHTH ChOOLIaBa 33 MHUAITHS,
npUapyXKaBalia MYCKyIHaTa cilaboCT, MpU €IUH € YCTaHOBEHO I'pbhOHAYHO H3KPUBSIBAHE.
OmnulakBaHUsITa HE MPOTPECHpPAT BbB BPEMETO, HO CE€ 3aCHJIBAT MpPHU IO-TEXKKO (PHUIUUIECKO
HaToBapBaHe. E/lHa aHIIMYaHKa € aCHMIITOMaTH4Ha, TIPH MO CJIEIHMS Nperie] € Ha 32 rouilHa
BB3pacT (p.Arg2435His). [lpu Bcuuku onmcanu manueHTH oT urienara EMIT ce ycraHoBsiBaT
JaHHU 32 MUoTreHHa yBpeaa. KK e moBuiieHa rnpu uraauaHuuTe, UpJIaHICKUTE, HEMCKUTE U IIPU
eIMH OT OBJITapCKUTE TAIUEHTH.

OT MONEeKyIsSIpHO-TEHETUYHOTO H3CJIeIBaHE MpU OBJITapCKUTE MAllMEHTH C€ YCTaHOBSABAT
myrtauus p.Leul 668Phe npu nanment #1 u  myranus p.Arg4861His npu nanuent #2.
Myranus p.Arg4861His e ycraHoBeHa olle B JBE Opa3WJICKH CEMEHCTBAa ChC CXOJEH Ha
OBJIrapCKUTE MAUEHTH PEHOTHII.

HaGmronaBa ce mupok (heHOTUTIEH CIIEKThp NpU NarueHTuTe ¢ auarHo3a “Central core”
MHUOTIaTHs, KaKTO TI0 OTHOIIIEHHE Ha HAa4yaJloTo Ha 00JecTTa, Taka U Mo KJIMHUYHATa HaXoJKa 1
IporpecusTa Ha 3a00J1BaHETO, BEPOSITHO [TOPaIN pa3HOOOPA3UETO OT YCTAHOBEHUTE MYyTallUU.
[Narmenture ¢ myrauusa p.Arg4861His B RyR/ reHa, KakBaTo € yCTaHOBEHA IPH HAIIHUTE
MAIMEHTH Ce CBBbP3Ba C M0-100pOKAUECTBEH X0/ Ha 3a00JISIBAHETO, HO ChIIIO MOTaT Jia I0BeaT
710 Pa3BUTHE HA TOMHHAHTHA HACJIEACTBEHA IPEAPA3IIOI0KEHOCT KbM PA3BUTHE HA MAaJIUTHEHA
xuneprepmus. OOuMTE aHecTeTHLM TpAOBa Aa ce MpularaT ¢ HNOBMIIEHO BHUMAHUE, NPHU
NAIMEeHTH C BPOJICHHM MUOTOHUH, 0COOCHO Ha JIENOJSIPU3HPALIN MYCKYJIHH PEIaKCaHTH KaTo

CykcamMeTOHUH.

3.7 KiuguyHa KapTHHA M MOJEKVISPHO-TEHETHYEH Pe3yiararT HOpH OLJrapcKuTe

NAIMEHTH C IOCTaBeHa Juarno3a muonarus Ha Bethlem

CBhOTHOILIEHUETO MBXKE-KEHU € 3:2.

CpeanaTa BB3pacT Ha MPOsIBA HA CUMIITOMHUTE TPH TMAIMEHTHTE ¢ MUonaTus Ha Bethlem e
5.0r. £5.07, c Bapuanus ot 6 Mmecena 10 13 roaunu.

CpenHa BB3pacT Ha IpOsIBa HA CUMIITOMUTE ITPH KEHCKH 1o - 10r. + 4.2, Bapupama ot 7 T.
1o 13r.s.

CpenHa BB3pacT Ha IposiBa HA CUMIITOMUTE IIPU MBKKH 1o - 1.71. + 1.2, ¢ Bapuanus ot 6
Mecelna 10 3 TOOUHH.

Cpenna BB3pacT Mpu NocTaBsiHe Ha AuarHo3ara: 21.8 r. + 17.2, ¢ Bapuarus ot 6 1. 10 43r.

e 3axeHu-25r.+ 18.3, ceorBeTHO 12r. 11 38 1.

e 3awmbxe- 19.6 r. £20.3, ¢ Bapuamms ot 6r. 10 43 T.
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Cpenna BB3pact 1o Bpeme Ha uzcieaaneto: 20.8 r. + 16.5, ¢ Bapuarus ot 6 . 10 41 T.

[lepuoasT Ha 3a0aBsiHe Ha quarHo3ara: 16.8 r. £16.1, ¢ Bapuamwmst ot 6 M. 10 37 T.

e 3axenu: 24.5r. £20.5, ceorBeTHo 10r. 1 39 T.

e 3awmbxe: 18.3 1. £19.6, c Bapuanus ot 6 1. 10 41 1.

e 3axeHu:22r.+21.2, choTBeTHO 37 T. 11 7 T.

e 3awmpxe: 18 1. £320.3, c Bapmanus ot 6 M. 10 41.6 T.

Ha tabmuua 16 e mpencraBeH KIMHUYHUAT (EHOTUIT Ha OOJHHUTE C MHUONATHA Ha

Bethlem

Tabnuma 6. OCHOBHM KIIMHUYHU MPOSIBU U PE3YATATH OT MIPOBEICHH U3CIIEIBaHUS IPU

OBJIrapcKy MalMeHTH ¢ MUonaTus Ha Bethlem.

[Marnment Homep | 1 2 3 4 5

Br3pact Ha | 3r. 7r. Ir. 6Mm 13r. 6M.

Havalo Ha

OIJJAKBAaHUSATA

Br3pact mpu | 9r. 12r. 43r. 38r. r.

MOCTaBIHE  Ha

JFarHO3aTa

[Ton M K M K M

[IepBu  mposiBu | Jleko 3abaBeHo | Jleko 3abaBenHo | Jlexo 3abaBero | [lo-TpomaBa Ha 6M.B e ycranoBeH

Ha 3a00JIIBaHETO | MOTOPHO MOTOpPHO MOTOpPHO pa3BUTHE- | MOXOJKA, CTHIBA | cmad  KOHTPON  Ha
pasBWTHE-  TO- | pa3BUTHE- TIO- | MO-KBCHO Ha MPBCTH | TJIaBaTa,
KBCHO KBCHO MPOXOXKIaHE ¢ | mopanu caabocT B | reHepan3upaHa
MPOXOXKJIAaHE  C | MPOXOXKIaHe C | HecTabwWiHa MYyCKyJarypara MYCKYJTHa XHUIIOTOHUS,
HecTaOMITHA HecTaOMITHA MOXOJIKAa W YEeCTH | Ha JIOJTHHUTE | HE MOXEeN Ja Ceau
MTOXOJIKa M YECTH | IMTOXOJKa 1 | aJaHus. KpaiHUIH M | CAMOCTOSITEITHO 0e3
TTaJaHHS. yectn maganus. | lloctermenHo ce | akcuaiHaTa MOJTKpETTa ¥ U30CTaBal B
[locrenenno ce | [locrenenno ce | 3aTpyaHsABa MYCKYJatypa. HEBPOIICHXUIHOTO
3aTpyaHIBA 3aTpyaHsIBA M3Ka4BaHETO Ha | TpynHO ce | pa3BuUTHE. YCTaHOBEHH
M3Ka4YBaHETO Ha | N3KAaYBAHETO Ha | CTHJIOW, u3paBsIIa OT | KOHTPAKTypH Ha
CTBIOH, CTBIOH, U3IIPABSHETO OT | KJIEKHAJIO U | Ta300€IpeHNTE CTaBU U
V3MPaBSHETO OT | M3MPABSIHETO OT | KIEKHAJIO JIETHAJIO JIsIBa KOJISTHHA CTaBa.
KJIEKHAJIO KJIEKHAJIO TIOJIOKEHHNE TIOPaar | TIOJIOKEHHE,
MTOJIOXKEHHE TTOJIOXKEHHE c1aboCT B JOJHHUTE | TPYAHO
mopajau crnabocT | mopajy ciaboCT | KpaiHUIIM. [To- | n3kauBama
B MYCKyJaTypaTa | B KbCHO C€ TOSBWJIA | CTHIIOH.
Ha JOJHHUTE | MyCKynaryparta | nedopmarius Ha
KpaiHUIH. Ha JOJHUTE | ASICHOTO  CTHIIAJIO,
IToxonka - | KpaltHULK. BCJICZICTBUE Ha
knatymkama ce, | [loxomka - | KoeTo 3amovHan na
Ha PBCTH. CTBIIBA Ha
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KJIaTyIIKaIa ce,
HA MPBCT.

BBHHIITHATA My
MOBBPXHOCT U TOBA
JIOTIBIHUTEIIHO
3aTpyJHIIIO
XOJICHETO.

Br3pact
3ary0a

Ha
Ha

caMOCTOATECIIHA

IIOXOJKa

IIpunsuxkea ce
CaMOCTOATEINHO.

IIpunBuxkea ce
CaMOCTOATENHO.

Ot 16r.B. 3amoyHa
Ia M3I10JI3Ba
MIOMOIIHO CPEACTBO
3a HpI/IIlBI/DKBaHC -
HHBaJIUJIHA
KOJIMYKA.
ITocTenenno ce
nmobasmia ciaaboct u
B HpOKCI/IMaJ'IHI/ITe
MYCKYJIH Ha pPbLETE,
M B aKcuagHarta
Myckynarypa. o 20
TOJMIIIHA Bb3PACT Ce
peMecTBa
CaMOCTOSITETHO  OT
JIETJIOTO B
WHBaJUIHATA
KOJIMYKATa. Ot
30r.s. HE MOXe Ja
ce W3mpaBsg  OT
JIErHaJI0
ITOJIOXKEHHE, KAKTO U
Jla TIOBIUTA PBIETE
Hal
XOPH30HTAIHATA
paBHHUHA.

Ot 371.B HE MOXE
Jla ce MPUIBHIKBA
CaMOCTOSITEITHO

OT 6r.B. ce MpUABMXKBA
JIByCTpaHHa

C

HoJIKpera.

IIporpecust
OIJTAKBAaHUSATA

Ha

+

damuiHa
00pEMEHEHOCT

+

+

KK

319 U/I

813 U/l

173 U/l

121 U/l

276 U/l

PEO 1

93.3%

94.5%

71%

62%

OBK

78.8%

82.1%

58%

52.4%

ExoKT'

Exorpadus B
CeJIHaJIo
MOJIOXKEHHE. 05|
51%. Exo panHm:
TPaHUYHU CHUCTOJHA
(byHKIIMS Ha JIABa
Kamepa Kamepa,
Jeka XurepTpodus
Ha JICHA Kamepa.

JlagHn 3a Majka
MUTpaHA
perypruranus.
3ama3eHa
dhyHKITHS u
KOHTPAKTUJIUTET
Ha  CBhpIEYHUTE
KyXWHH.
Ocranannre
CTPYKTYpH B
TPaHULIUTE Ha
HOpMarTa.
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Pentrenorpadus bes

Ha TOpaKalHU U PEHTTeHONIOTHYHU
TyMOaIHH JTaHHU 3a
MpeluIeHn CKOJINO3a.

Jleka nACHOKOHBEKCHA
CKOIMO3a C punctum
maximum xa Th9.

[Tpu yetupuma OT OBJITAPCKUTE MAIUEHTH CE YCTAHOBSIBA 3a0aBEHO MOTOPHO Pa3BHTHE, a
IpU €IMH MalMeHT M HM30CTaBaHE B HEBPONCUXWYHOTO pa3Butue. llpu enuH namueHt
3a00JIIBAHETO 3all0yYBa OIIE OT KbpMadecka Bb3pacT. OCHOBHO OIJIAKBAHE NPU BCHYKHTE
MalUMEeHTH € MYCKYJHa cjJabocCT, JIOKaJu3upaHa OCHOBHO B IMPOKCHUMAJIHUTE MYCKYJIHM Ha
JOJTHUTE KpalHUIM, 3aTpy[HsBamia noxoaxara (tabnuma 6). [Ipu nBama manueHTH JUIICBa
CHILIECTBEHA IPOTpEecHsl Ha OIUIaKBaHUsATa npe3 roguHure - 1 Mex u 1 xena. Ilpu nBama
MalMeHTH UMa JaHHU 3a (paMuITHAa 0OpeMEeHEeHOCT 3a BpojieHa MuonaTus- 1 Mbx u 1 xena. 3/5
MAalMEeHTH ¢ MporpecHsTa Ha 3a00JsBAHETO ca 3aryOMyid BB3MOXHOCTTA 3a CaMOCTOSITEITHO
npuaBmwkBane. CpeHaTa Bb3pacT Ha 3aryda Ha caMoCTosTeNHa rmoxoaka: 19.6 r. £ 15.8.

3/5 manuentu umat 3aBuiieHu ctoHOoCTH Ha KK (2 mbxke; 1 xena). CpeqHo yBeTHMYeHHE Ha
KK 2.4 mbti £1.5. [Ipu eauH OT U3CIIeIBAaHNUTE MALMEHTH € YCTAHOBEHO ChPJIEYHO YBPEKIAHE.

[Ipu equH manueHT € ycTaHOBEHA JICHOKOHBEKCHA CKOJINO3a /MBXK/.

OT HEBPOJIOTHYHHUS CTATyC NMPU BCUYKU TMAlMEHTH C€ HaOJll0JlaBa MUONATEH CHUHJPOM C
pa3iudHa TeKECT Ha u3sBa (Tabnmuia 7), 3aTPYJAHEHO HM3MPaBSHE OT KICKHAJO MOJIOKCHHUE,
cumnToM Ha GOWETS 1M0I0KUTeNeH, 3aTPYAHEHO N3KauBaHe Ha CTHJIOU, 3aTPyTHEHO U3IPaBsHE
OT JierHaJI0 noJiokeHue. [Ipu yacT oT malnueHTuTe ce yCTaHOBSIBAT AOMBJIHUTEIHA KIMHUYHU

[POsIBU KaTo 1e()OPMUTETH Ha IphOHAYHHUS CTHJIO, KOHTpakTypH, Scapulae alate (tabmuma 8).

Ta6Jmua 7. HaHHI/I OT HEBPOJIOTHYCH CTATYyC IIpU 6’LJIFapCKI/ITe MMaguCHTHU C BPpOJACHA MHUOIIATUA

Ha Bethlem.
[Narmment CP MyckynHaa cnaboct XUTOTPOPUHU
1-Bu xunopediaexcus  3a MIPOKCUMAITHH
CTUJIO-pa/InaJIHH, MYCKYJIH Ha JOJIHUTE JIUIICBAT
OWLIEIICOBH, TPULICTICOBU | KpalHUIM,  aKCHaJHa
Y KOJIEHHU pedJIIeKCH. cimabocr,
2-pu CHP- MIPOKCUMAJIHU
xurnopediexcus 3a | MYCKYJIM Ha YETHpHTE JIMIICBAT
CTUJIO-pa/InaIHH, KpaiHuKa, aKcHaJHa
OWLIEIICOBH, TPULETICOBU | cNAaboOCT,
1 KOJICHHH pedieKcH.
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MYCKYJIM Ha 4YE€THPUTE
KpallHHKa M aKcHajHaTa
MYCKYJaTypa

3-tH MIPOKCUMAaJIHA Xunorpodun Ha
I'enepanuzupana MYCKyJnHa c1a00CT 3a | MPOKCHMAHUTE
apedexcus YEeTUPUTE KpallHWKAa W | MyCKyJH Ha YCTHPUTE
aKcuaiHa MYCKYyJIHa | KpaliHHKa
crnaboct
4-tn CyxoxuiHa aKcHallHa MYCKYJTHa
xurnopeduexcust 3a | cmabocT W MO-CHITHO JIUTICBAT
TOpHU U apediekcus 3a | u3paseHa MYCKyJIHa
JIOJTHU KpaWHUIIH cimaboct 3a
MPOKCUMAJIHU OTJEJH Ha
YETUPUTE KpaliHUKa
5-tu CyxoxuiHa reHeparu3nupana Xunorpodus Ha
apediekcus 3a | MyCKyJiHa cJa0ocT, 1Mo- | MyCKyJiaTypata Ha
YEeTHPHUTE KpaliHHKA CHUJIHO  W3pa3eHa 3a | moadeapHIiaTa
MIPOKCUMAJTHUTE JnByctpanHo JI>JI.

Tabmuma 8. [lombiaHUTENTHH KIMHWUYHU XapaKTEPUCTUKH NpU OBJITApCKUTE IMALMEHTH C

BpoJicHa muomnatus Ha Bethlem.

Scapulae alate — 3/5

Cpema ce ipu: 1-Bm, 2-pu, 5-ti

/2 mbxe; 1 xena/

Purunen rpo6Hak- 4/5

1-Bm, 2-pu, 3-TH, 5-TH

/3 Mexe; 1 xxena/

JIymbGanua xumnepiopmosa 2/5 4-tH, 5-TH

/1 mBx; 1 sxena/
CxbceHn AXunecoBu Cyxoxmmus — 3/5 1-Bu, 2-pu, 5-tn

/2 mbxe; 1 xena/

Hedhopmannu Ha cThnanaTa — 2/5 3-tH, 5-TH
ExBHHOBapyCHO X0OAMIIO /2 mpxe/
JIsBokoHBeKCcHA cKonmno3a- 2/5 1-Bm, 2-pu

/1 mBXK, 1 xeHa/
Korautusen pepurur 1/5 5-tn

/1 MBK/
IMektyc ekckaBatyc- 1/5 1-Bu

/1 MBK/

KOJICHHU U T'JIC3CHHU CTaBH

—-1/5 3-tu /1 mBx/

DeKCHOHHN KOHTPAKTYpH B paMEHHH, JIAKbTHH, KUTKOBH, MHTpep(dhaHaIrHanHu, Ta300enpeHuy,

5-tu /1 mBx/

KontpakTypa Ha KOnmsiHHa cTaBa, cyOnykcanus Ha Taszo0enpeHa crTaBa JABycTpaHHO 1/5

HpI/I MalUECHTUTE € IMMPOBCACHO € MAHYAaJIHO MYCKYJIHO TECTYBAHC 3a OLICHKA Ha MYCKYJIHATAa

c1aboCT B OTIENHUTE MYCKYIHH Tpynu nocpenctBoM ckata MRC (Medical research council)

(Tabnwuma 9).
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Tabnuua 9. Pesynratu ot nposeaeHoto MMT nipu maiuentute ¢ Mmuonatust Ha Bethlem.

[Manment Cnaboct B TOpHH Cnaboct B monHH AxcuanHa cinaboct
KpalHULIN KpallHULIA
1-Bu a0IyKIus u tbnexcus u ¢bnexcus  4/5 wm
aanyknus B paMeHHa | ekcreHsus 4-/5 B TBC, | ekcreH3uss B mmsTa
craBa 4-/5, ¢uexcus u | abaykius  5-/5  wu | 4+4/5,
excren3uss  4-/5 B | amaykuus 4/5 B TBC,
pameHHa craBa, | (uekcus 4/5 u
(hnexcus 4/5 U | eKCTEH3US B KOJICHHU
ekcreHsuss  4-/5 B | craBu 4/5, nop3anHa
JakpTHA craBa; 4-/5 | duekcus W TUTaHTApHA
Jop3ainHa W manMapHa | daekcus 4-/5
dekcus,
2-pu a0 IyKIust u ¢bnexcuss 4-/5 wm ¢bnexcuss  4/5 wm
aanykius B pameHHa | ekcreHsus 4/5 B TBC, | ekcreH3uss B mmsTa
ctaBa 4+/5, abaykuus, | aOmayKIus 5/5 u | 4+/5
(dnekcust u ekcrensus | ampaykuus 4/5 B TBC,
4-/5 B pameHHa craBa | (nekcus 4/5 u
3/5, ¢nekcus 4/5 ¥ | eKCTEH3Us B KOJECHHH
ekcreHsuss  4-/5 B | craBu 4/5, nopsanHa
JaKkbTHa ctaBa; 4/5 | Quiekcus M IUIaHTapHA
Jop3aidHa W manMapHa | duekcus 4-/5.
(haekcus,
3-tn admyKus, (ekcus bnekcust 3+/5 wm diaexcust u
n  excremsust 2/5 B | ekcrenus 3+/5 B TBC, | ekcrensus B mmsTa 3/5
pamenHa craBa 3/5, | aOmykums — 3/5 u
(daekcus 2/5 u | agnykuus 1/5 8 TBC,
ekcTeH3us  2/5 B | duekcus 2/5 u
JJAKbTHA cTaBa; 3+/5 | eKCTeH3uss B KOJIEHHH
Jop3ajilHa W MMaJMapHa | cTaBu 2/5, mop3airHa
hmekcns, (hrekcrs W TUTAaHTapHA
dhmexcnst 3/5.
4-tn JIWTICBA JlucTaiHu MycKyIu JIUTICBA

Ha JIOJIHUTE KpaHUIIU
3/5

HpI/I BCHUYKHTC INAOMCHTH OT HIJICHATa eHCKTpOMHOFPa(bHﬂ
MHOT'CHHA YBpCJa.

0% = 60%

B COL6A1- c.931G>T,
c.1056+1G>A,

®durypa

CC YCTaHOBsBAT JdaHHU 3a

Pesynratu oT

MOJICKYJIAPHO-TCHECTUYHOTO U3CJIICABAHC IIPU 6T>J'Il"apCKI/ITe MMalMCHTH C MUOIIaTHUA Ha Bethlem.

HpI/I BCHUYKHU IMANUCHTHU CC€ OTKpPUBA XCTCPO3UTI'OTHA MYTallMs, CbOTBCTBAIlld HA aBTO30MHO

AOMHWHAHTHO YHACJICASAABAHC HA 3a00JISIBAHETO.
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OocbxIane:
CpeZ[HaTa B’B3paCT Ha HpOSIBa Ha CUMIITOMUTC HpI/I 6’bHFapCKI/ITe IMaAuCHTU C MUOIIATHUA HA
Bethlem e 5.0 r. = 5.07, ¢ Bapuatst oT 6 M. 10 13 I., KaTO JIMIICBAT MAI[MCHTH C HAYaJIo B

3psutata Bb3pact [Luisa Panadés-de Oliveira, Claudia Rodriguez-Lépez u cwast., 2019]

CpoTHOImEHNEe MBXe-KeHu - 3:2. JlokimagBaHu ca CilydauTe Ha MIECTHAAECeT MAlUeHTH OT
HUtanus ¢ mocraBeHa Juardo3a MHOIIaTHA Ha Bethlem - J€CET MBXXC U IICCT XKCHU- NICCTUMA
MAUEHTH €a CbC CUMITOMU OT AETCTBOTO (37%) 1 net ot 3psna Bb3pacT (31%), octananure
MET Cca C HECHT'YPHO HAdaslo Ha 3a00JIsIBaHETO MOPAjM JIUICATa Ha KIMHUYHE TposiBu [ Luisa

Panadés-de Oliveira, Claudia Rodriguez-LOpez u cwaBt. 2019]. Omucan e ciyvaii Ha KuTaika

C Ha4ajJo Ha OIJIaKaHUATa OT 5 roauIIHAa BbB3pacCT, U3pasdgBaii CC B cinabocT Ha JMIeBara

Myckynatypa [Maohua Li Jiandi Huang u csaBt., 2023], KO€TO HE ce YCTaHOBSBA CPE/] HAIIIUTE
OomHu. [Ipu TpriMa OT HAIIKTE MAIUCHTH ce Ha0JIt01aBa 3a0aBEHO MOTOPHO Pa3BUTHE, TOKATO
TIPY HUTO €JIMH OT OCTAHAJINTE MAIIMCHTH HE € JOKJIaIBAHO HAPYIICHHE B MOTOPHOTO Pa3BUTHE.
OcHOBHA KJIMHWYHA MPOsIBa TIPU OBITAPCKUTE MAIMCHTH € MYCKYJTHA C1a00CT, JIOKATH3UpaHa
NPEeIMMHO B MPOKCHMAJIHUTE MYCKYJIM Ha JIOJHUTE KpPalHUIM M aKCHaJHaTa MyCKyjlaTypa
(Tabmuna 19). B ntanmanckaTa KoxopTa MycKyJTHaTa ci1abocT € Hamutie npu 13 ot 16 manueHTn
(81%), Bapupama ot jeka no Texka. [lo momoOue Ha HaIIUTE TAIMEHTH TS € Hal-CHIIHO
M3pa3eHa 3a NPOKCUMAJIHUTE MYCKYJIH Ha fonaHutTe kpailHuuu. IIpu 30% ot urammanckute
MAIMEHTH CE€ YCTAaHOBSIBA aKCHAJIHA MYCKYJIHa cIaboCT U ¢1aboCT Ha AUCTAIHUTE MYCKYJIHH
IpylH Ha JOJIHUTE KpalHHUIM, KaTO caMO €JUH MalMeHT IOoKa3Ba AMCTalHa cilabocT 0e3
npokcumanHo 3acsrane. [Ipu kuraiicka GonmHa Ha 30-roauiiHa BB3pacT C€ YCTaHOBSIBA
acCUMETpUYHAa MPOKCHUMAaJIHA MYCKYJIHA C1a00CT B JJOJHUTE KPalHULMU U [0-JIeKa aCUMETPUYHA
MPOKCHMAalIHA MYCKYJIHa CJ1Ia00CT B TOPHUTE KpaWHHUIIM, KAKTO U JieKa caabocT B iymOaneH

otaen [Maohua Li, Jiandi Huang u cwaBt., 2023]. IIporpecusita Ha MyCKyJHaTa ciaboCT €

OaBHa. HpI/I CIUH OT 6’[>J'Il"apCKI/ITC IHalnmMCHTHU CC Ha6J'IIOI[aBa MYCKYJIHa XUIIOTOHUS OLIC OT 6
MCECCYHa BB3pacT, 3a0aBHO HEBPOIICUXUYHO PA3BUTUC U KOHTPAKTYPHU. Bcuuku ¢ uskiodeHue
Ha ABaMa MalUCHTU C UTAJIMAHCKU MTPOU3XOA UMAT KOHTPAKTYPH, Hall-4yecTo JIOKaJIU3UpPaHU B

uHTepdataHreaTHuTe U riae3eHHuTe craBu [Luisa Panadés-de Oliveira, Claudia Rodriguez-

Lopez u cpaBt. 2019]. XapakrepHu KOKHH U PECIIUPATOPHU CUMIITOMH Ca JOKIABaHU B TPU
ciyyast B Mrtanus, 3a pasiavka oT ObIArapcKUTe MalMeHTH, MPH KOUTO OTCHCTBAT KOXKHHU U
pecnupatopHu nposiBu. Ilpm nanmentkata ot Kwurtaii He ce ycraHOBsBa 3acAraHe Ha
muxarenHata QyHKOUS U chpueto. [Ipy  HamuTe MalMEeHTH OT MBXKH MHOJ MO-YecTO ce
Ha0JIr0/1aBaT JOMIBJIHUTETHN KIMHUYHY XapaKTePUCTHKH, KaTO KPUIIOBU/IHY JIONATKH, PUTHUICH

Fp’b6HaK, J'IyMGaJIHa XUIICPJIOpA034a, CKBCCHU AxwunecoBu CYXOKUJnusa, CKBHUHOBAPYCHO
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CTBIIAJIO, CKOJIMO03a M KOHTPAKTypH. Tprma oT ObJITrapcKuTe MalMeHTUTe choOIaBar 3a 6aBHa
IIporpecusi Ha OIJIAaKBAaHUATA BBB BPEMETO JO CTENEH Ha HEBB3MO)KHA CAaMOCTOSITEJIHATA
noxojika. CpeHaTta Bb3pacT Ha 3ary0a Ha caMOCTOATENHA 1oXoka € 19.6 r. npu Obarapckure
nanueHTd. HapymeHue Ha moxojkara B UTaJMaHCKaTa KOXOpTa ce HabJoJaBa B MET ciaydasl.
JIBama manueHTu ce HyKJ1asiT OT IOMOIIHU cpeAcTBa 3a XojaeHe. [Ipu Tpuma oT Obarapckure
MALUMEHTH ce YCTaHOBsIBAT 3aBulleHH cToiiHocTU HAa KK - cpenHo yBennuenue e 2.4 nbTu Haj
HOpMara, J0KaTo MpHU €JUHAIECeT OT UTAIMAHCKUTE nanueHTH (69%) ca ycTaHOBEHU JIEKH J10
ymepeno nosuiieHu HuBa Ha KK, kouto Bapupar mexay 220 u 4000 IU/L. 1o oTHO1IEHNE Ha
MPT Ha MycKynuTe, THIIMYEH MOJes ce HaOmoaaBa npu 13 mranuancku nauueHtu (81%),
JIOKaTO TpUMa MOKa3BaT HOpMaJieH oOpa3. MyckyiaHaTa OMOIICHS, KOSATO € TIpoBeneHa mpu 10
oT 16 cmyuas (62%) mokas3Ba jeku 0 ymepeHu AucCTpoduunu npomeHu. Camo mpH €IUH
MaUeHT OT OBJArapcKy NMPOU3XOJ € NMPOBEAEeHAa MYCKYyJHAa OMOICHS C YCTAHOBEHU CHITHO
W3pa3eHy, HallpelHaJl MMOIMATHU M3MEHEHHUs ¢ eKCTpeMHa Junomaro3a u ¢ubposa. Ilpu
TpUMa OT OBJArapcKkuTe MauueHTH € ycraHoBeHa Mmytanus B COL6AI, kosito e ¢ mo-
noOpokauecTBeH X0 Ha npotuyane, npu eaud B COL6A3 u nmpu eaun B COL6A12 (durypa
15). IIpu neBeT OT TATMAHCKHUTE MAIMEHTH ca ycTanoBeHH MmyTanuu B reH COL6AL, nipu eauH
narenT e ycranoBena mytaiust B COL6A2 u cemem cirydast ¢ myraruu B COL6AS3 rena [Luisa
Panadés-de Oliveira, Claudia Rodriguez-LOpez u cvaBt. 2019], a npu KuTaiikara MyTanus B
COLGAS rena.

3.8 IIamyent ¢ Bpoaena muonarus B pesvarar Ha myranusi B CRYAB rena, Bojaema

10 pa3BuTHETO HA aJda-B kpucrajanHonaTus

HpeI[CTaBSIMe Oosien Ha 34 roanHy, ¢ Ha4aJlO Ha OoJyiecTTa OT KbpMadC€CKa Bb3pPacCT, KaTO

Bb3pPaCTTa IIPpU IIOCTABAHC HA JUAarHo3ara € 31 T'OJWHH.

H"prI/ITe IIpOosABHU Ha 3a00/I1BaHETO Ca XUIIOMHMHUYEH (l)aunec, HOCOB I'OBOp, MYCKYJIHA
XHUIIOTOHUS, MYCKYJIHA ciaboct MNPpEANMHO 3a ITPOKCUMAITHUTE MYCKYJIM HAa TOPHUTC KpaﬁHHHH
U 10-ci1abo H3pa3C€Ha 3a NPOKCUMAJIIHUTE MYCKYJIM Ha OOJIHUTC KpaﬁHHL{H, oe3 CbIICCTBCHA

Iporpecus Ha OIJIaKBaHHUATA BbB BPEMCETO.

OT HEBPOJIOTMYHHSI CTAaTyC CE YCTAaHOBSBAT JAHHU 32 MHUOIATCH CHUHIPOM- TO-CHIHO
M3pa3eH 3a JHIeBaTa MYCKyJaTypa M MPOKCHMAaJHATa MYCKyJaTypa Ha TOPHUTE KpalHUIH,
muomnateH (armec cwe cnadoct va m. frontalis, m. orbicularis oculi, m. orbicularis oris, kakTo

u OynbapHa cmaboct ¢ HOcoB roBop. CyxoxunHuTe peduiekcu ca 3amazeHu. Hamuie e
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MYCKYJIHA XUIIOTOHHSI, IO-U3Pa3€Ha 3a IPOKCUMAJIHUTE MYCKYJIM Ha TOPHUTE KPaHUIM, KAKTO
1 JTymOaliHa XUIEPI0PI03a, XUIMOTPOPHH HA MYCKYJIUTE HA PAMEHHHS MOSIC U MUIITHUIIUTE, U

ABYCTPAHHO KPUJIOBUAHMU JIOIIATKH, ITO-U3PA3CHU BASACHO.

[Ipy MaHyamTHOTO MYCKYJIHO TECTyBaHE CE€ YCTaHOBsSBAa aOAyKIMs B paMeHHa cTaBa 4/5.
@nexcus, angynuus B pameHHa crtaBa 4/5. @nekcus 5/5 u ekcreH3us 5/5 B JaKbTHA CTaBa.
drnexcus U eKCTeH3Hs B KUTKOBa crtaBa 5/5. AOaykuus u agnykuus B T3bC 4/5. @nexcus u
excrens3usi B T3bC 4/5. dnekcust u ekcTeH3us B KoJisiHHA cTaBa 5/5. [lnmantapHa u mop3aiHa
(bnexcus 5/5. Bucok cBoJ Ha cThIaaTa.

Ot ;1abopaTopHH M3CIICABAHUS € HaHIEe JeKo 3aBuiieHa croriHoct Ha KK 230 U/l /Hopma
1o 190/.

ExoKI" e ¢ nannu 3a 3ama3eHa cuctoiHa (QyHKIUS U KUHETHKA HA ChbpPACYHUTE KyXUHU C
OU 58%. Hanurie € HUCKOCTETIEHHA TPUKYCTTUIAIHA PErypPTrUTAIIHS.

OUJI ycTaHOBSIBa PECTPUKTHUBEH THUI BeHTUIaTopHA HepocTarbuHocT- PEO 1 73%, ®BK
65%.

OT HeBpOO(TAIMONIOTUYHHUS IIPETJIE HE CE YCTAaHOBSIBA MATOJIOTHS.

MoeKyIIpHO-TEHETHYHOTO H3CIIEABAHE YCTAaHOBSIBA XETEPO3UroTHa Missense ¢.245A>C

(p.Lys82Thr) myranus B CRYAB rena.

OO0cpxIane:

MyranuuTe B IOCOYEHHUS T€H ca aCOLMUPaHU C pa3BUTHETO Ha MuodubdpunapHu MuonaTiu
(MFM). Te ca rpyna OT JOMUHAHTHM, HAcleACTBEHM, AECTEHEPATUBHU 3a00JsBaHUS Ha
CKEJIETHUS M CBHPIACYHUSA MYCKYN, XapakTepu3Hpalll c€ C BBTPEKICThYHO HATpPYyIBaHE HA
MPOTEUH, pasnagaHe Ha MUOPUOPHIIN, TeCMUH-PEaKTUBHA arperalys Ha pa3rpajeH HUIIKU B
UICOMOPQHU TpaHYJIUpPaHH WM XUATUHHU BKIIOYBAHMS, M EKTONMYHA EKCIpecus Ha
MHOKECTBO CBBP3aHU C Z-IHUCK U JAPYyru nporerHu. MosekynspHara ocHoBa Ha MFM e
XeTeporeHHa M ca WACHTU(UUUpAHU MYyTallud B TE€HU, KOAUpAIIU CapKOMEpPHH Z-ITUCK
npoteuny, BIrounteaHo aecmud (DES), anda-B kpuctanun (CRYAB), muotunun (TTID),
ZASP (LDB3), ¢punamun C (FLNC) u Bcel-2-cBbp3an atanoren-3 nporeus (BAG3) [Schroder
R, Schoser B u cwasT., 2009]. Alpha-B Crystallin e manepoH, KOHTO ce CBbp3Ba ¢ pa3rbHATH
IIPOTEMHOBH BEPUTH, B YCIOBHS Ha CTPEC, 3a MIPEIOTBpATsIBAaHE HA CUHTE3UPaHe Ha aHOPMaTHU
BTOPUYHHU CTpyKTypu. Omucano e, ye myranuure B rena CRYAB npuuunsBar crnenuduyueH

¢dopma Ha MmuoubpuIapHa MuonaTus, HapeueHa anda-B kpucranuHOaATHS.
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Hocera tpunanecet pasnuyau myranuu B CRYAB rena ca mpeHtuduupanu, He camo B
n3ojupanu ciydan Ha MFM, HO u BBB Bpb3Ka C BpOJCHA KaTapakTa, KapAUOMHUOIATHS U
MYATHCUCTEMHU ()EHOTHUIOBE, BKIIOYBAIIM HSKOW WM BCHYKHA OT M30POCHUTE MATOJOTHH.
[Jiaox X., Khan S.Y., wu cpaBrt., 2015], [Inagaki N., Hayashi T. 1 csast., 2006], [Vicart P.,
Caron A. U cpasr., 1998].

Knunnunure xapakrepuctuku Ha MFM ca pazHooOpa3nu. Bb3pacTra Ha Hadanoto Ha
OoyecTTa Bapupa OT paHHA JIETCKa BB3PAcCT 10 OCMOTO JECETHJIETHE OT KMBOTA, HO TO-
roiasiMata yact or MFM 3amouBar npe3 4eTBbpTOTO U Ieroro aecermwinerue [Schroder R.,
Schoser B u cwaBt., 2009]. [Ipn Obarapckusi marueHT OoJiecTTa 3amo4Ba OT KbpMadecka
BB3pacT. [lanmeHTnTe OOMKHOBEHO CE MPEICTABAT ¢ 0aBHO Mporpecuparia MycKyiHa ciadocr,
KOSITO YECTO 3aIll0YBa OT JUCTATHUTE MYCKYIIH M C€ Pa3npoCTpaHsIBa MPOKCHMAIHO, HO MOXe
Ia ce HaONIOaBa W PaHHO 3acsAraHe Ha TPOKCHMaHAaTa MYCKyJaTypa Ha KpalHUIUTE
[Pruszczyk P., Kostera-Pruszczyk A u cwaBt., 2007]. [lpu Hamms ManueHT KIMHAYHO CE
HabmogaBa XuroMuMuyeH Qanuec, OynbapHa ciaaboCT, MyCKyJHA XWUIIOTOHHS, MYCKYJIHA
c1aboCT MPEAMMHO 32 MTPOKCUMAITHIUTE MYCKYJIH Ha TOPHUTE KPaWHUIIM U TI0-CJIa00 U3pa3eHa
3a MPOKCUMATHUTE MYCKYJIW Ha AOJIHUTE KpaiHuiu. CpoOmeHu ca ciaydan oT ['epmanus, ¢
CRYAB myramuu, ¢ omgakBaHusi OT MYCKYJHA CJIa0OCT 3a MPOKCUMATHHUTE W JUCTATHHUTE
MYCKYJIM Ha YETHPUTE KpalHHKa, aKCHaJIHA CIaboCT, OyinbapHa ciabocT, KapIMOMHUOTIATHS U
karapakta [ Vicart P, Caron Am cpaBT., 1998], kakto M cmaboct Ha AuadparMasHara
MYyCKyJaTypa, U atpodus Ha MycKyiaaTypara Ha nmoabeapunara (464delCT) [Selcen D, Engel
AG, 2003]. [HoxmnaaBaH € eUH ClIydaid Ha TAIMEHT OT HEMCKH ITPOU3XO/I C TaHHU 3a OyinbapHa
ciaboct, 0aBHO Mporpecupaiia JUcTaiHa caaboCT Ha JIOJIHUTE KpaWHUIM U aTpodus, C
JBYCTpaHHA CJIa00OCT Ha EKCTeH30pa Ha CThIANOTO M (iekcopuTe Ha mpberute. He ce

ycTaHOBsiBa ciaaboct Ha jmieBute myckynu (p.Gly154Ser) [Peter Reilich, Benedikt Schoser u

chaBT., 2010], kakTo W Ha manMeHTka Ha 63-roauinHa BB3pacT or llomma, ¢ gaHHU 3a
nporpecupaiia ciaabocT Ha JOJHUTE KpaWHULIM M MYIATHCUCTEMHO 3acsraHe, BKIIIOYBAIIO
Katapakta M kapauomuonatus. Ha 56 romunu OonHata OT THOJCKM TPOU3X0J €
JUarHOCTHIIMpaHa C XPOHWYHA JMXaTelJHa HENOCTaThbYHOCT M KbM JHEIIHA JaTra € Ha
U3KyCTBeHa 6enoqpoOHa BeHTuiIanus. [lpu Obarapckus maueHT € yCTaHOBEeHa pECTPUKTHBEH
TUN JUXaTeJIHa HEeAOCTaThYHOCT, HO KbM MOMEHTA Ha U3CJIEJBaHETO 0e3 He0OXOAMMOCT OT
U3KYCTBEHa OesofipoOHa BEHTHJIAIMS, a MAallMEeHThT ¢ HEMCKU IMPOU3X0J] € 0e3 JTaHHM 3a
pecnupaTopHo yBpexaane. Kapauomuonarusra e acouunpad cumMnToM B 15-30 % ot ciaydaure
B CBETOBEH MaIllad, HO JIMTICBA IPU OBJITapCKus MAUEHT U MIPU MalMeHTa C HEMCKH IPOU3XOI.

XpOHI/I‘{Ha CbpA€YHa HCAOCTATBYHOCT IIPU IOJICKATa OonHa € AWXAarHoCTULIMpAaHa Ha 55-
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rOJIMIIHA Bb3pacT KaTo pe3yiaTaT OT JuiaTaTUBHA KapauoMuonaTus. OT HEBPOJOIMYHHUS
CTaTyC IIpU MOJIAKMHATA, KAaKTO M IIPU HAIlUs MALUEHT c€ yCcTaHOBsABAT OynOapHa ciabocT,
cnabocT U aTpodus Hail- CHIIHO M3pa3eHH B MPOKCHMAIHUTE OTAEIHM HAa TOPHUTE KPAWHUIIH.
KommiorepHata TomMorpadusi Ha AOJHHUTE KpalHHUIM Ha MAalMEHTKAaTa C IOJICKM MPOU3XO0J]
YCTAaHOBSIBA ITbJIHA MYCKYJHa arpodus Ha nBeTe moadeapuiu u Oenpara ¢ OTHOCHUTEIHO
3ama3BaHe Ha M. aductor magnus u mosymemOpano3uute myckyad. MPT Ha 1psut0 TsU10 Ha
MaIMeHTa C TePMAHCKH MPOU3XO0]] MIOKa3Ba CUMETPUYHA MACTHA JeTeHepalus 1 aTpodus Ha
m.vastus intermedius, m.medialis u m.lateralis, kakTo u m.rectus femoris, m.tensor fasciae latae
n m.sartorius [Pilotto A, Marziliano N u cpaBt., 2006]. 1 npu Tpumara namueHTH uUma
nexocteneHHo 3aBuieHne Ha KK. Ilopaau cBbp3aHuTe (QEHOTUIHU XapaKTEpUCTHKU U
aToMopQoJIoTUYHATa XETEPOreHHOCT, AudepeHanHaTa auarsosa mexay MFM u npyru

MUOIIATHH MPECACTABIABA KIMHUYHO IMTPEAN3BUKATCIICTBO.

3.9 KiyMHHYHA KAPTHHA M MOJEKVJAPHO-TEHEeTHYEH Ppe3vJarar npu 9 nanMeHTH

MmoCcTaBeHa auarnosa: bojaecr na Pompe

ChOTHOIIICHHE HA MBXKEKEHU- 7.2
CpenHara BB3pacT Ha NpoOsiBa Ha CUMITOMUTE Npy nauueHTuTe ¢ bonect Ha [Tomne e 27.9 1. £
18.5, ¢ Bapuanus ot 8 mecena 10 49 r.
e 3axennte- 29.51. £ 13.4, crorBeTHo Ha 20 T. 1 39 1.
e 3awmbxere- 27.4 1. £ 21.1, c Bapuanus ot 8 M. 110 49 T.
CpenHa Bb3pacT IMpH MOCTaBsIHE HA auarHo3arta: 35.7r. + 19.2, ¢ Bapuanusg ot 1r. 4M. 10 54r.B.
e 3axenu- 51.51.£7.7, choTBeTHO Ha 57 . M 46 T.
e 3ambxke- 31.2T. £19.4, c Bapuamus ot 1 r.4 m. 10 54 r.
CpenHa BB3pacT no Bpeme Ha uzcieaBaneto: 40.3 r. = 20.8, ¢ Bapuarus ot 3 1.6 M. 10 52 T.
e 3axeHu: 61 r.+ 8.4, choTBeTHO Ha 67 I. 1 55 T.
e 3awmbxke: 34.4 1. = 19.5, ¢ Bapuanus ot 2 1.9 M. 10 55t1.
N3muHano BpeMe oT mposiBa Ha IbPBUTE CUMIITOMH J0 TIOCTAaBsIHE Ha quarHosara: 9.8 r. £12.3,
¢ Bapuauus ot 8 M. 10 37 T.
e 3axenn:22r.+21.2, chorBeTHO 37 T. U 7T.
e 3awmbxe: 4.8T. + 3.3, c Bapuauus ot 8 M. 0 10 T.

Tabmuua 10. OCHOBHM KJIMHUYHU TPOSIBH IPU OBJITapCKUTE NAMEHTH ¢ OojectT Ha Pompe.

[Tarment
HOMEp

1 2 3 4 5 6 7 8
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Bw3pact Ha | 20r.B. 8M. acumnro | 40r. 39r. 35r. 8M. 39r. 49r.
HA4ajIo MaTHYEeH
Bw3pact Ir.4m. 33r. 42r. 35r. 45r. 8r. 46r. 54r.
pu
IOCTaBsSIHE
Ha JAar{osa
[IbpBH O0onka B | 3a0aBeHO ACHIMIITO | 3aTPYIHEHO MalKMEHTLT € ¢ | Oonka | 3a0aBeHO cnabocT cnaboct B
MposiBM ~ Ha | JiymMOan | MOTOPHO ¥ | MaTWUYCH | BIUTaHE Ha | IOCTaBeHa B paHHO B MYCKYJIUTE
3a00/1BaHe | HaTa HEBPOIICHXH | HOCHTEN. | TEXKKH JarLosa TyMO | MOTOPHO MIPOKCUM | OKOJIO
TO obyact, | 4HO Wzcnens | mpeamern U | MHOXKECTBCHa | aJlHA | pa3BUTHE - | AJHUTE rphOHAYHU
c1aboCT | pa3BHUTHE. aH W3MpaBsHE  OT | CKJIEPO3a, obyac | 3amovHan Ja | MyCKYJlIH | 1 CTBIO,
B He € | MOJIeKyn | JIerHayio nepedpociuHa | T W | ce  00phINa | Ha KaTo ce
MPOKCH | MPOXOXKIAN | SPHO- MTOJIOXKEHUE. aHa  QopMa, | 3aTpy | CAMOCTOSTEN | JOJTHHATE | HABEKIAI
MAaJIHUT | CaMOCTOSATEN | T€HETHYH NPUCTBIIHO - | JHEH | HO KbM 8-9 | KpalHUI] | HE MOXKe
e HO. 0, cCIlen PEMHUTEHTEH o Mecela. u, na ce
Myckyn | [IpunBmxBa | KaTo X0 Ha | m3npa | [Ipoxommn 3aTpyIHE | U3MPABH.
i Ha | ce ¢ | 3abomsBa MPOTUYAHE BIHE | Ha 2 TOA. | HO Bnocneacr
JIOJIHUT | TIOMOIITa Ha | HETO mpe3  2004r., | or BbB3pacT, W3KauyBaH | BUE
e NPOXOAWIIKA. | OWIIo or 3r. e c | JerHa | TpyoHO ce | e Ha | 3abesizan,
KpaﬁHH yCTaHOBe IIOCTOsITHHA, JI0 H3KayBaJl II0 CT’I:JI6I/I nu ¢ U3IMUTBA
I, HO TIpH 0aBHO MOJIO | CTHJIOM, He | U3NpaBsH | 3aTPyIHEH
3aTpyaH Opar my MPOrpecupany | *KEHH | MOXeN Ja ce | € oT | ue npu
€Ho a cmaboct B | €. M3MpaBs OT | KIEKHAT | THYaHE.
U3MPaBs JIOJTHATE KJIEKHAJIO 0
HE OT KpaHUIIM. MOJIOXKEHUE, MOJ0XXEH
KJIEKHA KJIaTyIIKaI ne.
JI0 ce npu | Ilpomene
MIOJIOXKE XOJICHE. Ha
HUE H Hesporicuxu | noxonka.
3aTpyaH YHOTO
€Ho pas3BuTHE
HM3Ka4Ba OuIIo
HE Ha 3a0aBeHO 110
CTHI0HU 5I.B.
®EO1 29% Ilox 5r.B. 92% 54% 103% 71% 16.3% 89% 51%
®BK 25% 85% 47% 84% 65% 14.5% 76% 41%

Haii-uectute KIMHUYIHU XapPaKTCPUCTUKU IIPpH 6’bJ'Il"apCKI/ITe IHanucHTHU Ca ciabocT B

MIPOKCHUMAIIHUTE MYCKYJIHM Ha JOJHU KpaiHuim (tabnuua 10) u B mo-neka cTeneH Ha TOpHU

Kpaf[HPII.IPI, 34aTPYAHCHO H3KAYBAHCTO Ha CTBJION H H3IPABAHCTO OT KIICKHAJIO ITIOJIOKCHUC,

aKCHajiHa MYCKYJIHA ¢1a00CT ChC 3aTPYAHCHO HMBIIPABAHC OT JICTHAJIO ITOJIOKCHUC (Ta6J'II/II_Ia

11);

J'IYM68.J'ICH OTACJI; IMPOMCHCHA

3a00JIABAHETO.

oTciabBaHe Ha MYCKYJIHWTE Ha Ta30BHs Mosc M OelpeHaTa MYCKyJaaTypa, ¢ Oojka B

noxoJgKara- MHUOIIaTHA, 6aBHO-np0rpeCHpa1u X0 Ha

Ha6J’IIO,Z[aBaT CC U NOMIbJIHUTCIIHHA IIPOABU HaA 3a00JISIBAHETO IIpu MAaOUCHT #1 C’BO6H_IaBa 3a

CIIM30JUYCH 3alyX, KOWTO IIOCTEIIEHHO CTaHaj MOCTOSIHCH, IMO-CHJIHO H3pAa3C€H B JICTHAJIO

ITOJIOXKCHHUC. HOpaI[I/I HaMaJIIBAHC Ha carypanudaTa B JICTHAJIO TIIOJIOKCHHUE [0 70 u
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YCTaHOBCHATA XHWIIOBCHTUJIALIUA OT IMPOBCACHATA HOJII/ICOMHOI‘pa(bI/ISI, npu IMnanueHTKara ¢

BKJIIOYEHA HEMHBa3MBHA OenopoOHa BeHTwianus. [Ipu manuent #2 e ycTaHoBeHO 3a0aBEeHO

HeBpoIcuXu4HO pas3BuTHe. [lanuent #7 uma cecrpa, kosito € 10 roguHu no-rojsiMa oT HEro u

KbM HaCTOAIIMA MOMCHT € aCUMIITOMAarnu4Ha, 3a pas3jiuka 0T 6paT CH, Ipn KOWTO Ha4aJIOTO Ha

3a00JIIBAHETO JaTrupa ouc OT KbpMadY€CKUs MEprUoa CbC 3a0aBCHO MOTOPHO U HCBPOIICUXUYIHO

pa3BUTHE.

Ot HEBPOJIOTUYCH CTATYC IIPU BCHUYKU MMALIUCHTH € HAJTMIIC MUOIIATCH CUHAPOM, IIO-U3PA3CH

3a aKCHajJHa MYCKyJaTypa M NPOKCHMAHH MYCKYJIH Ha JOJHHU Kpaituunu (tabnuma 11);

MYCKYJIHa XUIIOTOHHA- IO-U3pa3€Ha 3a MYCKYJIM HAa JOJIHUTC KpaﬁHHHH; MHOITIaTHaA ITIOXOJKa,

HGBLSMO)KHO/S&TPY}IHCHO H3MpaBsAHEC OT JICTHAJIO IIOJIOKCHUC, 3any21HeH0/ HEBB3MOKHO

CaMOCTOATCIIHO U3NPABAHE OT KJICKHAJIO ITOJIOKCHUE; CUMIITOM Ha Gowers- 1moJIoKuTEeIEH.

Tabnuma 11. Pesynratu or MMT npu 6barapckute nanuenTtu ¢ 0osect Ha Pompe.

[Namment Crnaboct B ropau kpaitaumm | CirabocT B IOMTHU KPaHUIU AxcunanHa cnaboct
1-Bu abayKIus B paMCHHH CTaBH-
4-/5; abnykus 4-/5 u agnykuus 3+/5 B | @uexcus B mms  3+/5;
®daekcus, ATy KITAS B | T3BC; duekcus 4-/5, ekcreH3us | eKCTeH3Ms B s 4-/5;
pamenHa crapa 4-/5; ¢nekcus | 3+/5 B T3BC; daekcus 4/5 u | HeBb3MOXKHO H3MpaBsHE
5-/5 u excreH3us B JaKbTHA | EKCTEH3UsI B KOJSHHA cTaBa 4-/5; | OT JierHaio MoIoKeHHe
craBa 5/5; [TnanrapHa daekcus 4/5; nop3aiHa
dnexcus,  ekcreHsus B | duekcus 4+/5;
IPUBHEHH CTaBH 5-/5;
2-pu IIpokcumanHa cimadoct IIpokcumanHa cimaboct 3aTpyqHeHO  W3MpaBsiHE
OT JIETHAJIO MOJIOXKEHUE
3-Ti Jluricea JluricBa Jlurca
pamenHa ctaBa: (iexcus 4/5, | TBC: ¢uekcust 3+-4/5, abaykuus | Oaekcust B st 4-/5;
4-tn ekcrensus 4-/5, abnykuust 4- | 4+/5, amnykuus 3-/5, BpH.poTanus | eKCcreHsuss B s 4-/5;
/5 Bp3mMoxHa 10 90 rpagyca; | 3/5, BeTp.poTanms 3+/5; KONSHHA | 3aTPYAHEHO  W3MpaBsIHE
buekcuss ¢ abmykiust 4-/5; | craBa: dutekcus 4/5, ekcTeHsus 4/5; | OT JIerHao MOMOKEHHEe
aamykowst  4+/5; BoHIIHA | Te3eHHa cTaBa: TULduiekcus 5/5,
poramust  4+/5; BwTpemHa | mop3.duexcus 4-/5.
poramus 5-/5; makeTHa cTaBa:
tbnexkcust  4+/5, excreH3us
4/5; mucramHn Myckyau 5-/5;
5-tn abmaykuus  5/5, daexcus B | abmykuus 4+/5 w ammykiwst B T36C | @nekcust B mms  5-/5;
pamenH#u ctaBu 5/5; Quexcus | 4-/+3; dnekcus 5-/4+/5, excTeH3us | ekcTeH3us B 1A 5/5;
B nakbTHa craBa 5/5, | B T3BC 3+/5; dnexcus 4-/4-/5 u | 3aTpymHEHO  H3MpaBsHE
eKCTeH3UsI B JIAKbTHA CTaBa | €KCTEH3Us B KOJITHHA cTaBa 4+/5; | OT JIerHasio mojoKeHue
5/5; ®nekcus, excrensus B | [Imantapna ¢brexcust 5-15-;
IpUBHEHU CcTaBu 5/5; nop3anHa diexcus 5-/5-;
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6-tn

paMeHHU CTaBH- 5/5;
dnekcust,  agmykuus B
pameHHa ctaBa 4/5; ¢nexcus
M CKCTCH3MsI B JIAKbTHA CTaBa
5/5; dnekcus, eKCTEH3UsS B
TpUBHEHU CcTaBu 5/5;

abmyKIus B aOyKIUS U aJTyKITHs
B T3BC 4+/5; dnekcus, ekcTeH3us
B T3BC 41/5; dnekcust u eKcTeH3ust
B KOJIsHHA craBa 4+/5; [lnanTapHa
(dbnekcus 5/5; nopsamHa Quekcus
5/5

Dnekcuss B mms  4+/5;
eKCTEeH3HUsl B ImmHsA 5/5;
3aTPYIHEHO  U3MpaBsHE
OT JIETHAJIO MOJIOKEHHE

7-Mu

pamenHa ctaBa quiekcus ] 4—
/5 ,excrensus 3/5, abpykuus
3/5, BpHmHA portaums 3/5,
BbTpeImHa portanus  4-/5,
nakeTHa craBa: ¢uekcus [l
3+/5, EKCTEH3Us 4-/5,
KATKOBA CTaBa CYIHHAIIUS
4/5, nponanus 4/5, daekcus
B MT® 3+/5, dnaekcus B
UDC 3+/5, ekcreHsus B
npseru 3/5.

tdneckus B TBC 3/5, ekcreHsust B
TBC 4-/5, amnyxuus B TBC 4/5,
abmykius 2-/5, BbHIIHA poTaIus 4-
/5, BbIpemHa poramus 3+/5,
(rexcuss B KONeHHU cTaBu 3+/5,
€KCTEH3Us B KOJIEHHU craBu 4—/5,
rutanTapHa Quekcus 3-/5, mop3anHa
(bnexcus 4—/5, mnantapHa driaekcus
4-/5; uexcus u excrensusi B MTD
crasu 3-/5,

HeBb3MoxkHO wu3MpaBsiHe
OT JIETHAJIO II0JIOKEHUE

8-Mu

Pamenna crasa daekcus /1 5-
/5, J1 5-/5 excrensus ] 5-/5,
JI 5-/5, a0 IyKITHS
4+/5,pnekcust ¢ adaykuus [
5-/5, J1 5-/5; BBLHIIIHA
porarms [ 5-/5, JI 5-/5,
BBTpEIIHA poramus 5-/5,
JaKeTHa crapa: piekcus 5-/5,
eKcTeH3us 5+/5

dneckuss 8 TBC [ 4+/5, J1 4+/5;
excrensus B TBC I 3+/5, JI4-/5;
aanykius B TBC 1 4+/5, J1 4+/5;
aonykus [ 4/5, JI 4/5; BoHIIHA
poranus [ 4-/5, J1 4-/5; pprpenina
porarus J1 4-/5, J1 4-/5; duexcus B
konennu crasu J[ 5-/5, J1 4+/5;
€KCTEH3MS B KOJEHHHM CTaBh J|
4+/5, J1 4+/5. T'mesenna craBa -
nop3anHa ¢uiekcus 5-/5, mianrapHa
Gnexcust w  cynumHamms  5-/5,
aHTapHa GJIeKCUs ¥ IpoHaIys S-
/5.

3aTpyaHEHO U3MpaBsHE
OT JIETHAJIO TTOJIOXKEHUE.

9-tn

Pamenna craBa duekcus [
4/5, J1 4/5 excrensus [ 4/5,
JI 4/5, abpyxumsa I 4-/5, J1
4/5, ¢nexcus ¢ abmykmust [

4/5, JI 4+/5; BBHIIIHA
porarust 1 4-/5, JI 4-/5,
BbTpemHa poramus 4+/5,

nakeTHa crasa: urekcus 5-/5,
ekcrensud 4/5.

tdmeckus B8 TBC [ 3+/5, JI 3+/5;
ekcrensuss B TBC [ 3+/5, JI3+/5;
agmykmust 8 TBC  J1 3+/5, JI 3+/5;
abmyxmwust J{ 4+/5, J1 4+/5; BpHIIHA
poranms J{ 4/5, JI 4/5; BprpemHa
porarmust [l 4/5, JI 4/5; dbnekcus B
komennu crasu J 4/5, JI 4/5;
€KCTEH3MS B KOJEHHM CTaBu J|
4+/5, JI 4+/5. T'ne3enHa crasa -
JIOp3aTHa (hexcus 4+/5,
IIaHTapHa (IIEKCHS U CyNMUHAIUS
4/5, mnmanTapHa  uekcus "
npoHarus 4-+/5.

3aTpyaHeHO W3MpaBsiHE
OT JIETHAJIO MOJIOXKEHUE

HpI/I ABaMa IMalluCHTH € HAJIUIIC TCKKA aKCHUaJIHa MYCKYJIHA CJ'Ia6OCT, BOJACIIA 10 HEBB3MOKHO

HU3MIpPaBAHE OT JICTHAJIO TTOJIOKCHHU. /1 MBXK; 1 sxena/
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Tabmuua 12. Pe3yaratu OT HEBPOJIOTHMYHHS CTATyC MPHU OBITAPCKUTE MALMEHTH ¢ 0OJIeCT Ha

Pompe.
[Namuent CP [Toxonka Xunorpodun
1-Bu JIATICBAT OMIICTICOBH, Xunorpohud Ha TEKTOPATHU
TPULIETICOBH, KOJEHHU U | Bp3mokHa ¢ mpoxoaunka MYCKYJIH, MYCKYIH Ha
orcrnabeHu AXUIIOBH MUIITHUIIY, rIIyTeanHa
JIBYCTPaHHO MYCKyJIaTypa, Oenmpena
MYCKYJIaTypa.
2-pu I'enepanusupana CamocrosiTenna- JIUTICBAT
apediexkcus HEBH3MOXKHA
3-tn Hopmonednekcus Hecmyrena Jluncear
Xunorpoduu Ha MPOKCUMATTHH
4-tn Konenna apeduiexcust | MuornaTtHa MYCKYJH Ha TOPHHU KpalHHIIHU;
JIBYCTPaHHO rIIyTeaHa MYCKyJarypa,
OenpeHa MycKymaTypa.
00610 0)KUBEHHU ¢ | CrractiuHO-aTaKTH4YHA
5-tn pa3mmpeHu JIMTICBAT
pebnexcorennn 30au J[>J1
6-TH Otcnabenn AxwunoBu | Muonarna Xunorpohun Ha MYCKyIH Ha
peduiekcu qByCTpaHHO pamMeHeH Tmosic, TJIyTeajHa
MYCKyJIaTypa, Oempena
MYCKYJarypa.
7-Mu I'enepanusupana CamocrosiTenHa- T'enepanusupanu
apedurekcus HEBB3MOXKHA
8-mu Apednekcus 3a koeHHH 1 | MuonaTHa Xunorpohun Ha TIyTealHa
AXWIIOBH IBYCTPaHHO MYCKynarypa, Oenpena
MYCKyJarypa.
9-tn Xunopeduiekcuss B ropuu | Muonatsa Xunorpodhun Ha TIIyTeaaHa
KpaiHuIH, apadaekcus 3a MYCKynarypa, Oempena
KOJIGHHH W  AXWIOBH MYCKyJarypa.
JIBYCTPaHHO

HpI/I ABaMa OT MNAaIUMCHTUTC € HCBB3MOXKHA CaMOCTOATCIIHATA IIOXO0AKA. /1 MBI, 1 xeHa/. HpI/I

5/9 nanuentu ce HaOIIOAaBa MyCKyJTHA XUNIOTPOdus. /3 Mbxe; 2 KeHu/

Ta6JII/IL[a 13. HOHLJ’IHI/ITCJ'IHI/I HaxXOJKH, YCTAHOBCHU IIPU NPCTIICAN HA TATUCHTUTE C 0oJiecT Ha

Pompe.
IMatmenT Scapulae alate Jlymbanna Ckonno3sa
XUIEPIOp103a
1-Bu + + +
2-pu
3-Tn +
4-tu J>]1
5-tn +
6-Tn + +
7-Mu +
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8-Mu

T>[1

+

9-tn

+

+

[pu 5/9 naumentu ce ycranossiBar AByctpanHo scapulae alate /3 mexe u 2 sxenun/. [1pu 6/9

MAIMEeHTH Ce YCTAaHOBsBa JTymOanHa xunepriopaosa /4 muxe, 2 xenn/. [Ipu 2/9 manuentu ce

yCTaHOBsIBA CKoJIM03a /IMBiK; 1 sxeHa/ (Tabmuna 13).

[Ipn manmeHT #2 OT HEBPOJIOTMYHMS CTAaTyC C€ YCTAHOBSIBA OIlle- MHUOMATEeH (Qaluec-

cnaboct Ha m.frontalis,

m. orbicularis oculi, m. orbicularis oris; 6ynbapna cmaboct ¢

nu3apTpus U aucgarus; orcinadeHu gapunreantu pediexcu. Konrpakrtypu - GeKCHOHHU B

nsBa T3BC, koJIleHHU CTaBU PEIUMHO BJISIBO U KOHTPAKTYpH Ha ABETE AXUIECOBU CYXOKHMIINS.

[Ipn manumeHT #7 ce ycTaHOBsIBaT (PIEKCHOHHM KOHTpakTypu Ha 90 rpaaycu B KOJIEHHU

CTaBH JIBYCTPAHHO,

(JIEKCHOHHU KOHTPAKTypU B Ta300€ApEeHH CTaBU JIBYCTPAHHO,

(1)J'I€KCI/IOHHI/I KOHTPAKTYpH B JIAKbTHUTEC CTaBU, CKbCCHU AxmunecoBu CYXOXKUJINA IBYCTPAHHO.

Tabnuma 14. Pezyntatu ot 1a00opaTOpHUTE U3CIEABAHUS TPU OBITapCKUTE MAIMEHTH ¢ 60JecT

Ha Pompe.

[Naruent ASAT /10 50 HopMa M ALAT/ 50 Hopma M KK/ mo 190
1o 40 HOpMa K 1o 40 HOpMa K

1-Bu 51 41 216
2-pu 537 340 2418
3-tn 16 13 106
4-tn 54 33 707
5-tn 17 23 100
6-Ti 57 91 928
7-Mu 22 17 47
8-Mu 31 21 277
9-mu 33 33 365

IIpu 4/9 namumentn croiiHoctute Ha ASAT ca Hang HOpMmara /3 Mbxe; 1 xeHa/. CpemHo

yBenunyenne Ha ASAT e 3.4 mbtu +4.8.

ITpu 3/9 nmaumentn croitHocture Ha ALAT ca nHan Hopmata /2 mbxe; 1 xena/. CpernHo

yBennuenue Ha ALAT e 3.1 bt + 3.1

ITpu 6/9 maunentu croitHoctute Ha KK ca Hax HOpMara /4 Mbxke; 2 )KeHW/.

Cpenno ysennuenue Ha KK e 4.2 mptu + 4.3.

Cpenno yBenuuenue npu xeaure 1.2 mbtu + 0.2.

CpenHo yBennueHue npu Mexere 5.7 nbTH + 4.7
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[Tpu 8/9 maumentu npu uriaena EMI ce ycranoBsiBa MHOT€HHA YBpea.

Tabmuua 15. Pesynratu ot npoBeaenata ExoKI™ npu nanuenture ¢ 6onect Ha Pompe.

1-Bu manment- ®U 53%. 3axnrouenue: 3amazeHa  rio0amHa — cuctonHa — QyHKiusa.  J{uacromHa
nrcyHKus. JlereHepaTHBHU KIIAITHA TIPOMEHH.

2-pu marmeHT- MopQoJIOrHIHO 31paBo chbpie, JIK 25/16 mm. ®U 69 %, centyMm u 3a]Ha CTEHA - 5 MM,
centyMm 6 MM- rOpHa rpaHUIla Ha HOpMATa.

4-tn manment — OU-56%. 3aknroueHune: eBOKaMepHa XUTEpTpodus, 3ama3eHa CUCTONHA (DYHKIUS U
KWHETHKa, JIACTONTHA TUC(YHKIINS, TUIATAIUs Ha aOPTEH KOpPEH.

5-tu marmenT- ®U 56%. 3akiroueHue: rpaHUYHA CHUCTONHA (DYHKIUS, 3ala3eHd OO0eMH W pa3MepH,
WHTAKTEH KIIaTleH armapar.

6-tu manment- ®U 64%. JlekocrenenHa JieBokamepHa xuneptpodusi. Hapyinena jeBokamepHa
penaxcarms.

8-mu marent- U 60% 3axmoyenue: 3ama3eHa CUCTONHA GYHKIUS U KHHETHKA.

9-t marmenT- ®U 55% 3axmoyenue: 3amazeHa CUCTONHA (QYHKIMS, THACTONHA JUCQYHKIHS, JIEKA
MUTpaIHAa U TPUKYCIIUJAJIHA PErypruTamus.

3/7 manuentu ce ycranossiBa ®U < 60%. /2 mbxe; 1 xena/

JIOmbJIHUTETHU M3CJICIBaHKS ca TpoBelaeHW npu manueHT #3 - MPT Ha myckynu Ha
paMeHeH MosC, OT KOSATO CE€ YCTaHOBSABAT JITAaHHU 3a XUMOTPOo(Us HA MYCKYJIHUTE, KAKTO U Ha
IPBIHUTE MYCKYJIH, U JPYTUTE MYCKYJIH B 0o0ema Ha uscieaBaneto. MPT Ha Myckysu Ha Ta30B
nosic 1 6ezipa e ¢ HopMajeH oopas.

[Ipu mauuenT #7 e npoBeeHa uiieBa rpadus Ha TOpaKaIHU U TyMOATHU NPEUUICHU C IaHHU
3a JIICHOKOHBEKCHA CKOJIM03a C MyHKTYM MakcuMyMm Ha Thll.

[TaTorenernuna eHsum3aMecTuTeslHa Tpemaus ¢ Myozyme ce mpoBexa MpU BCUYKU
CUMIOTOMATUYHH OBJITAPCKH MALUEHTH.

1-Bu nmanueHT — Tepanus ot 10 ronuHu, Ha poHa HAa KOATO CHOOIABa 3a CTAOUIN3KUpaHE Ha
CHhCTOSIHUETO.

2-pM MalKeHT- Tepanus OT 3 TOAUHH, Ha (hOHA Ha KOSATO 3alOYHAl Ja IIBJI3H.

3-TH MAIMEeHT € aCHMITOMAaTHYeH U He MPOBEXKa Teparnms.

4-TY MalMeHT - Tepanus OT 8 TOAUMHH, Ha (hOHA HA KOATO ChOOIIaBa 3a 0aBHO 3aCHIIBaHE Ha
cabocTTa B MPOKCUMATHUTE MYCKYJIH Ha TOJIHUTE KPAWHUIIA U aKCHATHUTE MYCKYIIH.

5-TW MalMeHT- Tepanus oT 5 TOUHH, Ha OHA Ha KOSATO ChOOIIaBa 3a GaBHO 3acCUIBaHE HA
ciabocTTa B JOTHUTE KpalHUIIH.

7-MHU MaIMeHT - Tepanusi OT 9 TOUHY, MHPBOHAYAIHO B PAMKHUTE Ha KIIMHUYHO U3IHUTBAHE.

OtueTeH e ,[[06’Lp IIbpPBOHAYAJICH C(I)CKT - HOI[O6pCHI/Ie Ha MYCKYJIHaTa CWJIa U HaMaJICHO
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YyBCTBO 3a yMopa. B 3HauuTenHa creneH Hamamsuia Taxukapausta. Ot 7 TroJMHU uMa
MOCTENEHHA POTPECHs Ha OTJIaKBAHUATA.

8-Mu nmaruent - Tepanus ot 10 roaunu ¢ 6aBHa mporpecus Ha ciaboCcTTa B MPOKCUMAITHUTE
MYCKYJIM Ha KpakaTa M akCHallHaTa MyCKyJaTypa Ha (hoHa Ha TepanusTa.

9-Tu manuenT- Tepanus ot | roauHa.

mg.-32-13T5G
€.1655T>C
: €.2051C>T

Ourypa 7. MyTalilnoHeH CEeKThp Npu ObJATapcKuTe MalueHTu ¢ 0osect Ha Pompe.

Haii-uecrata MyTtaius, KOSTO ce YCTaHOBSIBA PH HaIIMTe manueHTn e §.32-13T>G.

OO6chxane:

Vyenu ot Xomanausi o6o6masar 225 cinydas ¢ bonect na Pompe, mokmansanu ot 19
nepxkaBu- ot CAIL (30 %), @pannus (16 %), Xonangus (15 %), Anonus (6 %) u KOxHa
Adpuxa (2 %). Haif-uectata MyTanus, OTKpUTa B TeHa Ha andariroko3uaasata, g.-32-131T>G,
ce ycraHoBsiBa npu 28% oT HamuTe 60HU. UeTHpuaeceT U TpU MPOLIEHTH OT MAallUEHTUTE ca

ot encku ot [Léon P F Winkel, Marloes L C Hagemans u chagt., 2005], nokato easa 22%

OT OBJTapCKUTE MAIMEHTH ca keHu. HavanmoTo Ha cumnTomute Bapupa ot 0 10 71 roauimraa
BB3pacT. YCTAaHOBEHO € IIOYTH PaBHO Pa3NpeIeICHUE MbXKE-KEHH IPH MOsBA HA CHMITTOMH Ha/l
18 rogunu, HO oA 18 roAMHM MMa MOBEYE 3aCETHATH MBXKE, OTKOJIKOTO *eHu.  CpenHara
BB3pacT Ha MpOsiBa Ha CUMIITOMUTE MpU OBJITapcKkuTe manueHTH ¢ boaect Ha Pompe e 27.9 1.
+ 18.5, c Bapuanus ot 8 Mecena a0 49 rogunu. /[Bama oT HaIIMTE MAlMEHTH OT MBXXKH T10JI ca
¢ Heksacuyecka nHGpaHTWIHA ¢opma. [IbpBO U OCHOBHO OIUIAaKBaHE MPH BCUYKU OBJITAPCKH
MAIUEHTH € MYCKYJIHA CJIad0CT, TOKAIU3UpaHa B akCHallHAaTa MyCKyJaTypa 1 B IPOKCUMAaIIHATa
MyCKyJaTypa Ha JojgHuTe Kpaituunu (tabnuna 11). ITpu 95% ot manuentute ot 0600meHUTE
JAHHH, OCHOBEH KIIMHUYEH CUMIITOM € MYCKYJIHAaTa ciadoct. Ts BKII0YBa: MUOTIATHA TIOXOJIKA,
3aTpyJHEHO M3KauyBaHe Ha CTHJIOW, 3a0aBEHO JBUTaTEeIHO PAa3BUTHE M MYCKYJTHA XUIIOTOHUSI.
Bropusr Hali-uecT CUMIITOM € CBBbp3aH C JAUXATEIHOTO HapylIeHUE — TO € onucaHo npu 44 %
OoT ciydaurte. JluxaTenHaTa HEJOCTAaTbUYHOCT € MBPBU CUMITOM B 2% OT CIydaure.
HeobxomumMocT oT m3KycTBeHa OenoapoOHa BEHTUIAIMS € JOKyMeHTupaHo mpu 28% oOT

BCHUYKHU CJIydau, CIIPAMO 1 Cﬂy‘{aﬁ OT HammTe IamueHTH. Heknacuueckara I/IH(I)aHTI/IJ'IHaTa
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(dhopma ipu OBJITAPCKUTE TMAIMEHTHU CE MPOSIBSIBA C MYCKYJTHA XUTIOTOHUS U 3a0aBE€HO MOTOPHO
pa3BUTHE, KaTO €/IMH OT MAILIMEHTUTE HE € IPOXOAUII caMOCTOsITeNIHO. Ha nmo-kbceH eran u npu
IBamMaTa TAIMEHTH C HekjIachuecka wuH(paHTWiIHA ¢(opMa, ce pa3BHBAT KOHTPAKTYpH.
JIOBIHUTETHN KIMHAYHN HAXOJKWA MPH OBJITApCKUTE MAIlUCHTH Ca KPHJIOBUIHH JIOMATKH,
nyMOallHa XWIEpPIOpA03a W CKOJIM03a, KOWTO C€ HaONIoaBaT NpPH JBETEC KCHH WU TPH
MPUOIU3UTEITHO MMOJIOBUHATA OT MBxeTe (Tadmmma 13). MyckyiiHa XUITOTOHHS M CKOJIFO3a B
0000IIeHUTE TaHHU c€ ChOOIIABAT MPEAUMHO TPU MAIMCHTH ¢ HAYajJ0 Ha CHMIITOMHU IPEIu
HaBBPINBAHE Ha €THA TOJWHA. EJWH OT HAIUTE MAIMEHTH OT MBXKKHU IOJ € C MposBa Ha
OynbapHa crmaboct — au3aptpust U gucdarus. [Ipu 44% oT manmueHTUTE ce YCTaHOBSIBA
3apuiieHa croHocT Ha ASAT, ipu 33% 3apumenue Ha ALAT, ipu 66% 3aBHIIIEHN CTOWHOCTH
Ha KK (tabmuna 14), noxaro ot obobmenure nanuu KK, LDH, ASAT, ALAT B noeuero
cilydau ca HajJ HopMmaTta, Ho He BuHaru. KK e nosumena B 91 %, LDH B 96 %, ALAT B 94 %
1 ASAT B 95 % ot onucanuTe cirydau. XernaTroMeraivs € JOKJIaiBaHa Py MAIMeHTH C Pa3BUIIH
Ce ITbPBU CUMIITOMH TIPETH 6-TOHIIIHA BB3PACT, TOKAaTO €IWHCTBEHO IMPH €/THA MAIlMeHTKA OT
OBJTAPCKU MPOU3XOJI € HAIHUIIE XeTTaTOMETaJIUs U € C HadaJio Ha 3a00JIIBaHETO clie]] 6 TOIUIITHA
BB3pacT. CrpraedHo 3acsrane ce Habmonasa B 42% ot Obirapckure ciaydau (Tabnuuna 15). Haii-
YyecTaTa MyTamus pu ObJrapckute nanueHtu € ¢.-32-13T>G B unTpoH 1, KOSATO € Hail-uecTo
cpemranara Myrtanus u300mo B Ostata paca (durypa 16). B 0000meHuTe maHHH Karto
JOMBJIHUTETHN HAaXOJKU ca OMHCAHU LepeOpaaTHu aHEBPU3MHU, KOUTO ca OTKPUTH B 6 cirydas
(3 %). Tpunecer u mIeCT MAlMEHTH ca MOYMHAIIM Ha CpeqHa Bb3pacT 24,5 roaunu (Bapuparia
Mexay 0,9-66). Haii-uectaTa npuurHa 3a CMBPT € JuxaTesnHa HepocTtaTbuHocT (72 %, Bb3pact
0,9-66 roaunm). Ilpu mecT mnamWeHTH KaTo MPUYMHA 33 pa3BUTHE HaA JUXaTelHA

HEJIOCTaThYHOCT € IocoucHa mueBMonus. [Léon P F Winkel, Marloes L C Hagemans u cbaBT.,

2005] Ipyru npu4rHU 3a CMBPT ca: pynTypa Ha mnepebpaiiHa aneBpusMa (IpH 4 NaueHTH Ha
BB3pacT 16-41 rogunmn), chpliedHa HEAOCTATHYHOCT (IIPU €AMH MAIUEHT, BB3pacT 35 TOJIMHH).
Bropara naii-uecta mpu4mrHa 3a CMBPT € pa3KbCBaHe Ha lepeOpanHa aHeBpusMma (4 ot 36).
JloKJ1aiBaHOTO Pa3MpOCTpaHEHUE Ha IiepedpaiHa aHEeBpU3Ma Cpe/l OMUCAHUTE MAIeHTH C
6onect Ha Pompe e 2,7% (6 oT 225), KOeTo U3IJIexk/1a MaJIKO 0-BUCOKO OT PA3NPOCTPAHEHUETO
B oOmrara nomynaus- 1,9 % [Rinkel GJ, Djibuti M u cpaBt., 1998]. Ilo-Bucoka yectota Ha
aHEBPHU3MUTE MOXKE J]a C€ OOSICHST C HATPYIIBAHETO HA IJIMKOTEH B TJIAJIKOMYCKYITHUTE KIETKH.
[TarueHTHTE ¢ MO-KbCHA U3SBa HA CUMITOMHTE ca C MO-A00pa mporHosa [Bijvoet AG, Van
Hirtum H, 1999].

JIBama oT OBJIrapcKuTe MalMeHTH ChoOIIaBar, ye Ha ¢poHa Ha Tepamus ¢ Myozyme, umar

CTallUOHUPAHC HAa CbCTOAHUCTO, 4 CIUH OT TAX € C OTUCTIUBO HO,I[O6peHI/Ie 110 OTHOILICHHUEC Ha
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MyCKyHaTa c1abocT. YeTHprMa OT HAITUTE MAIUSHTH ca ¢ 0aBHA MporpecHsi Ha 3a00JISIBAHETO
BBIIPCKU MPUJIAraHoOTO JICYCHUEC, KATO IMPU CAUH OT TAX € UMAJIO IIbpBOHAYAIIHO HOI[O6peHI/Ie
Ha ChCTOSTHHETO, CIJIe/l KOETO 3amoyHaja nocrenenHa nporpecus. [Ipu npoyusane B CAIL] ca
HaOmogaBanu 60 marmuenTa Ha Tepanus ¢ Myozyme 3a cpok oT 78 cenMuIld, IPH KOETO €
OTYCTCHO 3HAYWUTCIHO YBCIWMYCHHUEC HAa HU3MHUHATOTO Pa3CTOAHUC IIPU TECTa 34 6'MI/IHYTHO
XozeHe (cpenHo yBennueHue ¢ 25,1 m), KakTo 1 MoJ0OpsiBaHE HA PE3yATATUTE, MOTyICHU IPU

byHKIIMOHATHOTO M3cieaBane Ha aumianero [Ans T van der Ploeg, Paula R Clemens u cbagr.,

2010]. HdecetrogumiHo mpocieasBaHe HAa TpUJIECET MaimueHTH ¢ Oonect Ha Pompe, kouto
npoBexaar Tepanus ¢ Myozume, B Ilapuwx oTunTta nomoOpeHue Ha pesynratute or 6MWT
npe3 nmepBuTe 3 roauHu. Cren TO3W nepuoj ce HabogaBa BTOPUYEH craj, kato ciuen 10-
TOJIUIITHO JIYEHUE Ha MAIMEHTHTE, CPeTHUT pe3ynrat oT 6MWT e mo-HHCBHK, OTKOJIKOTO TO3U

M3YHCIIEH B HayamoTo Ha edenuero [Laurike Harlaar, Jean-Yves Hogrel u cpaBT., 2019]

3.10 KauunyHa KApTHHA W MOJEKVJISAPHO-TeHEeTHYEeH pe3varar npu 91 manmeHTH C

nocTaBeHa jJuarto3a: BpojaeH MuacTeHeH CHHIPOM

[IpencraBenu ca 91 manueHTH, OT POMCKH MPOU3XOJI, C TCHETUYHO MOTBBPJICHA AUArHO3a
Bponen muacteHeH CUHIpOM.

[Ipy BcuukM HM3c€BAHU MALIMEHTH OT POMCKHU IPOU3XOJ € YCTAaHOBEHAa XOMO3UTOTHA
myraiuss B CHRNE rema — ¢.1267delG B 12 ex30H, Kkomupall &- CyOeqWHMIIATa Ha
anermwixoiauHoBus perentop (AchR), Bomema go mamanena AChR ekcrpecus. ITspBoTO
cemetictBo ¢ BMC ¢ otkputo B PakutoBo B bbarapus ot TepHeB u cbaBT. (1997).

3a olleHKa Ha TEXECTTa Ha OCHOBHUTE KJIMHUYHO MPOSBEHU CUMIITOMH, BCUYKHU MalUEHTH
ca m3cineaBanu o ckama (Congenital Myasthenic Syndrome Combined Child/Adult form-
npuixkenue #2). [lanuenture ca OleHeH! 10 CICAHUTE KITMHUYHU MTPOSBU:

1. Ouynu cumnromu (odrammonapesa u NTo3a);

2. bynbapna cnabocT;

3. CnabocT Ha aKCHAIHUTE MYCKYIIH;

4. CnabocT Ha MPOKCUMAIHUTE U IUCTATHUTE MYCKYIIM HAa YETHPUTE KpailHHKa;

5. Jluxartenna GpyHKIUS.

Bb3 ocHOBa Ha mosyueHUTE pe3yaTaTH MalMEeHTHTE ca KiacuduiupaHu B TpU TPYIH, B

3aBUCHUMOCT OT TCKCCTTA HA U3ABCHUTC KIIMHUYHU CUMIITOMU: JICKA, YMCPCHA U TCXKKA.
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[TanmenTtuTe ¢ 1eka (opma Ha MPOTHYAHE Ha 3a00JISIBAHETO CE XapaKTEPU3UPAT C HATUHIUETO
Ha NTO3a Ha KienauuTe (€OHOCTpaHHA WJIM JABYCTpaHHA), odranMomnapesa, JIEKO H3pa3eHa

IIPOKCHMAaJIHA MYCKYJIHA CJIa00CT Ha KpaHULIUTE, IIPU HAKOU € Hanuie OyiabapHa ci1abocT.

[TanmenTuTe, KaTeropusupanu KaTto ymepeHna opma Ha TexxecT Ha BMC, ca ¢ orutakBaHus

OT MPOKCUMAJIHA MYCKYJIHA c1a00CT Ha KpaitHuIuTe 1 OynbapHa ciabocT.

KbM Texxkara gopma ca NMPUUMCICHHM MAlMEHTH C MPOMEHEHA MOXOJKa, BKIIOUHUTEITHO

3ary0a Ha CIoCOOHOCTTA 3a CAMOCTOSATEITHO MPUJIBHKBaHE U Oyn0apHa ciabocCT.

Pasnpenenenue na nauuentute ¢ BMC no rpynu:

C neka ¢opma ca 06110 44 nmarueHTH, oT Kouto 20 xeHu u 24 MBXKe.

CpenHa BB3pacT Ha MAIMEHTUTE TIPY MTPOBEXAaHe Ha nu3cheaBanero ¢ 23.7 1. £ 12.2, mennana
23.5 ¢ Bapuanus ot 2 T. 10 52 T.

CpenHa BB3pact Ha )xeHutTe 21.65 r. £ 12.9, meauana 18, ¢ Bapuanms ot 2 1. 10 52 1.

CpenHa Bb3pact Ha MbxeTe 25.4 1. £ 11.6, mequana 27.5, ¢ Bapuanus ot 8r. 10 49 r.

C ymepena ¢opma ca 06110 26 nanueHTu, oT kouto 10 xenu u 16 mbxe.

CpenHa BB3pacT Ha MalMEHTUTE NMPU NPOBEXAaHe Ha u3caeasaneto € 20.1 r. £ 14.1, mequana
19, ¢ Bapuanus ot 1 1.9 M. 10 59 1.

CpenHa BB3pact Ha xkeHute 16.6 r. £ 11.5, menuana 15.5, ¢ Bapuanus ot 2 1.5 M. 10 36 T.

Cpenna Bb3pact Ha MbxkeTe 22.3 1. £ 15.5, menuana 20.5, ¢ Bapuanus ot 1 1.9 m. 10 59 r.

C texka ¢popma Ha 3ab0ssBaHeTo ca o0mo 21- 13 xeHn u 8§ MBbKe.

CpenHa BB3pacT Ha MalMEHTUTE MPU NPOBEXKAaHE HA u3caeaBaneTo € 38.8 r. + 16.6, meauana
41, c Bapuanus ot 10 . 10 64 1.

Cpenna BB3pact Ha xxeHute 39.5 . £ 14.8, meauana 41, ¢ Bapuanus ot 16 r. 10 62 1.

Cpenna BB3pact npu mbxere 37.6 1. + 20.3, meauana 38.5, ¢ Bapuanus ot 10 1. 1o 64 r.

OCHOBHM KJIMHUYHU MpOSIBU TNpU OBIArapcKUTe MalMEHTH ca MYCKylHa ciaabocT B
MPOKCUMAIHU OTJENM Ha YEeTUpUTE KpallHMKa M aKCHalHa MYCKyJHa ciaboct, OynbapHa
caboCT, pecrnupaToOpHU HapyIIeHus, ABYCTpaHHa odraiMomnapesa, JABYCTpaHHA NTO3a Ha

KIICTIAYHUTC.
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[Ipu exna ot xenute, ¢ jeka (opma, ce HaOIIOIAaBa €IMHCTBEHO O(ranMomnapesa KaTto
KIMHUYHA U3siBa Ha 3a0oisiBaHeTo. [Ipu npyra manueHTka ce HaOIro1aBa aKCHalHa MYCKYJTHA

cnabocT u OynbapHa crnaboct, 6€3 3acsArane Ha MPOKCUMAaTHATa MYCKyJIaTypa Ha KpaHUIUTE.

[Tpu equn oT MBXKETE, C yMepeHa (opMa, € YCTaHOBEHA BpoJieHa apTporpumosa. [Ipu enun
OT MBXKETE U €Ha OT KEHHUTE, C yMepeHa (popma, ce yCTaHOBSABA €AWHCTBEHO NMPOKCHMAJIHA

MYCKYJIHA c1abocT B KpaiiHUIUTE, Oe3 Halnu4Ke Ha Ipyra CHMIITOMATHKA.

[Ipn enuH oT MBX)KeTe, ¢ Texxkka popma Ha BMC, ce e HaloXuiao TpaxeocTOMHpaHE U
IpuJiaraHe Ha U3KycTBeHa OenojpoOHa BeHTHIanus 3a cpok oT 1 meceu. I[lpu enHa oT xxeHure,

C TeXKa (popMa Ha IPOTUYAHE, C€ YCTAHOBSIBA HAJIMUUE HA CKOJIUO3A.

bynb6apna crnaboct

3a omenka Ha OynbapHara c1a0oOCT ce HW3MOJ3Ba CKajia, OICHSBAIlAa BB3MOXKHOCTTA 3a
MpErNIbIIaHe Ha XpaHa C pa3jnyHa TEKCTypa W Pa3IUYHO KOJIMYECTBO. MakcumaHara
CTOHHOCT Ha cKajata € 9 TOUKH, KOETO OTpa3siBa HAIIBJIHO HEBH3MOXKHO TMpETIbIIane (I0pu U
Ha CJIIOHKQ).

[Tpu mammentuTe c nexa popma Ha BMC, Oynbapnara ¢yHkius e oneHeHa ot 0 T. 10 5 T.

npu xxenute; 0 T. 10 4 T. IpU MBKETE.

Ta6muma 19. Ouenka Ha OynbapHaTa Ci1abOCT IIPH JKEHUTE ¢ JieKa hopma.

9/20 xeHn 45% Or.
3/20 xeHn 15% IT.
2/20 xeHn 10% 2T.
5/20 xeHn 25% 3T.
1/20 >xeHn 5% St.

45% ot xxeHute ¢ neka popma Ha 3abonsaBaHeTo ca 6e3 OynbapHa cinabocT. 55% OT KeHure,
KouTo ca Oe3 OynbapHa crmabocT, He MPOBEXKJAT MEAMKaMEHTO3Ha Tepamus, a 44% ca Ha
tepanus ¢ Kanmumun. Cpenna ctoiHocT 3a sxeHu: 1.35 1. + 1.5, menuana 1, ¢ Bapuanus ot 0

no 5.
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Tabmuma 20. Ouenka Ha OynbOapHara ci1abocT MPU MBXKETE ¢ Jieka Gopma.

10/24 mbxke 42 % 0T
3/24 mbxke 12.50 % 1T
6/24 MBKE 25 % 2T.
4/24 mbxKe 17 % 3T,
1/24 mbxe 4% 4T

42% ot MBXKETE, KOUTO ca C Jieka popMa Ha 3abosiBaHeTO, ca 6e3 OynbapHa crmadoct. 60 % ot
MBXKEeTe, KOUTO ca 0e3 OynbapHa ciabocT, He MPoBEXAaT MeauKkaMeHTo3Ha Tepanus u 40 % ca
Ha Tepanus ¢ Kanumun. Cpenna ctoiiHocT 3a mbxke: 1.2 T. + 1.3, meauana 1, ¢ Bapuanus ot 0
1m0 4 T.

CpenHa CTOMHOCT 32 BCUYKU MalMeHTy B rpynata 1.3 1. + 1.3, menuana 1, ¢ Bapuamus ot 0 10
5 1. 43% OT BCUUYKHTE MAIIMEHTH, KOUTO ca ¢ Jieka (hopMa Ha 3a00JsIBAHETO, HIMAT OynbapHa

cJ1a0doCT.

[Tpu manmentu ¢ ymepena ¢gopma Ha BMC, 6ynbapnara ¢yHkius e oueHeHo ot 0 1. 10 6 T.

npu xxeHute; 0 T. 10 5 T. IpU MBKETE.

Tabmuma 21. Onenka Ha OynbapHaTa Ci1abOCT IIPH JKEHHUTE ¢ yMepeHa (opma.

3/10 xenn 30 % 0.
3/10 >xenn 30 % 2T
2/10 xeHn 20 % 3T
1/10 >xenn 10 % 5T.
1/10 >xenn 10 % 6T.

30 % ot xeHuTe, KOUTO ca ¢ ymepeHa ¢popma Ha nporuuane Ha BMC, ca 6e3 OynbapHa crnadocr.
33 % ot xxeHute, KOUTO ca 6e3 OynbapHa cnaboct, ca 0e3 MeIMKaMeHTO3Ha Tepanus, a 66 %
ca Ha Tepanus ¢ Kamumun. CpenHa ctoilHOCT npu xeHu ca: 2.3 1. £ 2.05, Mmenuana 2, ¢
Bapuanus ot 0 10 6 T.

Tabnuma 22. Ouenka Ha OynbapHara ciabocT Ha MBbKeTe ¢ ymepeHna opma

6/16 MBKE 37.50 % 0T.
3/16 MbKe 19 % 1T
1/16 mbxKe 6 % 2T.
3/16 MbKe 19 % 3T
3/16 MbKe 19 % 5T.

37.5 % oT MBKeTe, KOUTO ca ¢ ymepeHa gopma Ha npotudane Ha BMC, ca 6e3 OynbapHa

cnaboct. 33 % ot MBKeTe, KOUTO ca 0e3 OynbapHa cinabocT, He MPOBEKIAT MEAMKAMEHTO3HA
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Tepanusd, a 66 % ca Ha Tepanus ¢ Kanmumun. Cpenna croiiHocT 1pu Mbxe ca: 1.8 T. + 1.9,

Meauana 1, ¢ Bapuanus ot 0 1o 5 T.

35 % ot manueHTUTe, KOUTO ca ¢ ymepeHa hopma, Hamat OyndapHa cnaboct. CpeaHa CTORHOCT

Ha BCUYKM NallMEeHTH ¢ ymepeHa ¢popma 2 1. + 1.9, menuana 2, ¢ Bapuanus ot 0 10 6 T.

[Tpu manmenTu ¢ Texka popma Ha BMC, Oynbaprara pynkius e oreHeHo ot 0 T. 1o 7 T. mpu

xenure; 0 T. 10 5 T. Ipu MBXKETE.

Tabmuma 23. Ouenka Ha Oyii0apHara c1aboCT MPH KEHUTE C TexKa (opMma.

4/13 xeHu 30,76 % OrT.
2/13 »xeHn 15.38 % 1T
1/13 xeun 7.69 % 2T,
3/13 xeun 23.07 % 3T
1/13 xeun 7.69 % 4T
1/13 xeun 7.69 % 5T.
1/13 xeun 7.69 % 7 T.

31 % ot xeHuTE, KOUTO ca ¢ TexKa (opMa Ha MpoTUyaHe, HIMaT OyrndapHa ci1aboCT.

25 % ot )xeHure, KOUTO ca 6e3 OynbapHa ciaabocT, ca 6e3 MeauKaMeHTo3Ha Tepanus u 75 % ca

Ha Tepanusa ¢ Kanumun. CpeaHa cTOMHOCT 3a xeHu: 2.2 T. + 2.2, Meauana 2, ¢ Bapuaius ot 0

no 7 T.

Tab6muma 24. Onenka Ha OynbapHara c1aboCT MPU MBXKETE ¢ TeXKa Gopma.

1/8 MBxe 12.50 % 0T
1/8 MBxe 12.50 % 1T
5/8 MBXKE 62.50 % 3T
1/8 MmBbke 12.50 % 5T.

12.50 % ot MBXKETE, KOUTO ca ¢ Tekka Gopma, HaMa OynbapHa cmabocT U ca Ha Tepamnus C

Kanumun. Cpegna croiHOCT 3a Mbxe 2.6 T.% 1.5, meauana 3, ¢ Bapuarus ot 0 10 5 T.

CpenHa CTOMHOCT 332 BCHYKH MAIIMEHTH ¢ TexKa popma 2.3 1. £ 1.9, menuana 3, ¢ Bapuaius oT

0 o 7 1. 36% ot Bcuuku namuent, ¢ BMC, nsamat 6yn6aphna ciaboct. bynbapnara cinabocr

MPUCHCTBA IIPU MMATUCHTUTC OT TPUTC I'PYyIIH.

Tabnuua 25. I1To3a npu nauuenTute ¢ geka popma Ha BMC oT »eHcku moJ.

Bpoii xenn [ITo3a Tepanus CpenHa SD Bapunanus or
Kamumun CTOMHOCT JI0
9/19 + + 42.7 sec. 18.4 10-60 sec.
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6/19

+

37.3 sec.

11.5

21-48 sec.

2/19

+

3/19

[Tpu enna marnpieHTKa He € mpoBeAeHo nu3caensane. 26 % ot sxenure ca 6e3 nTo3a- 40 % ca Ha

tepanus ¢ Kanmumun u 60 % 0e3 MeaukaMeHTO3Ha Tepanusl.

Tabmuma 26. [1to3a npu naruenture ¢ ieka popma Ha BMC 0T MBXKH TIOJ.

Bbpoii mbxe IIro3za Tepanus c | Cpenna SD Bapwuanus or
Kamumun CTOMHOCT JI0

12/24 + + 36.9 sec 21.7 1-60 sec.

8/24 + - 42.3 sec. 19.2 1-60 sec.

1/24 - + - - -

4/24 - - - - -

21 % ot MBkeTe ca O0e3 nro3a- 80 % ca Ha Tepamus ¢ Kamumun, 20 % 0e3 MeIukaMeHTO3Ha

teparnusi. CpeiHa CTOHHOCT Ha BCHUYKH TMalMeHTH ¢ Jeka Gopma e 39.4 sec. + 20.1, ¢ Bapuamus

ot 1-60 sec.

Tabmuma 27. lunnonust npu nanuenTure ¢ jgeka gopma ¢ BMC oT %KeHCKH MoT.

9/19 ot xeHuTe ca 0e3 AMILIONHUS U ca Ha Tepanus ¢ Kaaumun

8/19 ot xeHuTe ca O€3 AUILIONHUS -M HE Ca Ha MEIUKAMEHTO3HA TepaIusl.

1/19 e ¢ gurmnonus (8 Sec.) u e Ha Teparus ¢ KanuMmuH.

1/19 ¢ mummonust (16 SeC.) u e 6€3 MeIUKaMEHTO3HA TEPAITHSL.

Bcnuku Mbxke B rpymnara ca 0e3 JaHHHU 3a JUILJIOIIKA.

JlumionusTa W MrTOo3ara, B pe3yATaT Ha yMOpa Ha EKCTPAOKYJIapHUTE MYCKYIIH,

numartr

IIOCTOSAHHH XapPAKTCPUCTHUKH, HC3ABUCHUMO OT TCIKCCTTA HA 3a00JI5IBAaHETO WIIH Bb3pacTTa.

Tabnuma 28. [1to3a npu nanueHTuTe ¢ ymepeHna ¢ppoma oT KEHCKHU MOJL.

Bpoti xenn [ITo3a Tepamus ¢ | CpenHa SD Bapuanus ot
Kamumun CTOMHOCT o

5/10 + + 44 .4 sec. 16.04 22-60 sec.

4/10 + - 27 sec. 9.5 18-38 sec.

1/10 - - - - -

10 % xenute ca 6e3 nTo3a u 6e3 Tepanus ¢ KanumuH.
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Tabmuma 29. [1To3a npu manueHTuTe ¢ ymepeHa GpomMa OT MBKKH TTO.

bpoit mbxke IITo3a Tepanus ¢ | Cpenna SD Bapuanusa or
Kamaumun CTOMHOCT 10

9/16 + + 38.8 sec. 14.3 20-58 sec.

4/16 + - 23.5 sec. 25.8 1-60 sec.

2/16 - + - - -

1/16 - - - - -

19 % ot mBxeTe ca 6e3 nro3a, o kouto 67 % ca Ha Tepanus ¢ Kamumun, 33 % ca 6e3
MeIuKaMeHTo3Ha Tepanusa. CpeHa CTOMHOCT Ha BCUYKH MAllMeHTH- ¢ yMepeHa ¢opma e 23.5

sec. + 25.8, ¢ Bapuanus otl o 60 sec. Bcuuky MBbke 1 )K€HU B rpyraTa ca 6e3 TUTLIOTHS.

Ta6muma 30. [1ro3a npu narueHATHTE ¢ TeXkKka hopma Ha BMC 0T KEHCKH TOJI.

bpoii xkenn | IIto3a Tepanuss ¢ | CpenHa SD Bapwnanus ot
Kamnmunn CTOMHOCT o

8/13 + + 31.5 sec. 13.3 17-60 sec.

4/13 + - 23.5 sec. 15.7 9-45 sec.

1/13 - + - - -

8 % ot xeHuTe ca O6e3 MTo3a U ca Ha Tepanus ¢ KamumuH.

Tab6muma 31. TIro3a npu nanueHHTUTe ¢ TeXKa hopma Ha BMC 0T MBXKKH 1O

bpoit mpxe | [Ito3a Tepanmust ¢ | Cpenna SD Bapuanus ot
Kannmuu CTOMHOCT o

3/8 + + 35.3 sec. 16.5 17-49 sec.

3/8 + - 29.3 sec. 24.8 15-58 sec.

1/8 - - - - -

1/8 - + - - -

25 % ot MBxeTe ca 0e3 mrTo3a, oT kouto S50 % Ha Tepanus ¢ Kamumwun, 50 % 06e3
MearKaMeHTo3Ha Tepanus. CpeaHa CTOMHOCT 3a BCHUKH ManueHTH B rpynara e 30 sec + 15.4,

¢ Bapuarus oT 9 1o 51 sec.

Jurionus:
2/13 (15.38%) oT >keHuTe ca ¢ AUIJIONHUA U ca Ha Tepamnus ¢ KanumuH.
Enqun or MBkeTe € ¢ aumionus | € Ha Tepanus ¢ KanuMuH U equH e ¢ auronus, u e 6e3

MCIUKAMCHTO3HA TCpaIusl.

61



Tabmuma 32. Axcuanna cinaboct, u3MepeHa upe3 HeoOX0UMO BpeMe 3a U3MpaBsiHE OT MO/,

MIpeIH 3ao4BaHe Ha U3CIIEIBAHETO - IPHU Jieka (hopma.

Kenu Ha Tepanus

Kenu 6e3 Tepanus

Mpxe Ha Tepanus

Mnike 6e3 Tepanust

5.7 sec.

6.6 sec.

4.1 sec.

3.6 sec.

Cp. cTOMHOCT

2.9

4.04

2.08

1.5

SD

2.9-12.9 sec.

4-16.4 sec.

1-8.3 sec.

2.2-7.8 sec.

Bapuanus ot
10

Tabmuma 33. AkcuanHa caboct, u3MepeHa upe3 HeoOX0UMMO BpeMe 3a M3MpaBsHE OT T0J1a,

clie/l IPUKIIIOYBAHE HA U3CIICABAHETO- IIPHU JIeKa (opMa.

Kenn Ha Tepanus

Kenu 6e3 Tepanus

Mpxe Ha Tepanus

Mpxe 6e3 Tepanus

5.5 sec.

5.5 sec.

4.4 sec.

3.1 sec.

Cp. CTOMHOCT

2.8

2.7

1.5

0.47

SD

3-12.5 sec.

2.2-12 sec.

2.9-7.3 sec.

2.6-4.2 sec.

Bapuanus ot
10

Tabmuma 34. AxcuanHa c1abocT, U3MepeHa upe3 HeoOX0IUMMO BpeMe 3a M3MPaBsHE OT 1014,

Mpe/iu 3aro4BaHe Ha U3CJIeIBAHETO- IPU yMepeHa (opma.

Kenu Ha Tepanus

JKenn 6e3 Tepanmst

Mpbixe Ha Tepanus

Mmnke 6€3 Tepanus

5.9 sec.

3.4 sec.

5.4 sec.

6.5 sec.

Cp. CTOWHOCT

3.3

0.5

2.1

4.07

SD

3.5-12.7 sec.

3-4 sec.

2.4-9.9 sec.

3.9-11.2 sec.

Bapuanus or
10

3a eouH MBbBX

MCIUKaMECHTO3Ha TEparius.

€ HCBBL3MOXKHO HU3IPABAHCTO OT JICTHAJIO ITIOJIOKCHHUC- TOW He IMPOBEKIa

Tabmuma 35. AkcuanHa cimabocT, u3MepeHa upe3 HeoOX0AMMO BpeMe 3a M3IMpaBsHE OT IMojAa

cliell MPUKIIOYBAHE Ha U3CIIEABAHETO -IIpU yMepeHa Gopma.

Kenu Ha Tepanus

2Kenn Oe3 Tepanus

Mpbxe Ha Tepanus

Mmnixe 6e3 Tepamnus

6.6 sec.

4.6 sec.

6.3 sec.

5.2 sec.

Cp. cTOHHOCT

4.04

1.01

3.5

2.03

SD

4-14.8 sec.

4-5.8 sec.

1.8-14 sec.

2.6-8.2 sec.

Bapuanust ot
110

3a eIuH MBXK

MCIUKAMCHTO3HA TCpaIusl.

€ HCBB3MOIXHO H3IPABAHCTO OT JICTHAJIO IIOJIOKCHHUC- TOH He IIPOBCIKAA

Tabnuua 36. AkcuanHa c1abocT, H3MepeHa upe3 Heo0X0AMMO BpeMe 3a U3INpaBsHE OT MOJa,

npean 3al04UBaHC HA U3CJICABAHCTO - IIPU TCIKKaA (I)OpMa.

Kenu Ha Tepanus

Kenu 6e3 Tepanus

Mwb:xe Ha Tepanus

Mpike 0€3 Tepanust

13.4 sec.

14.9 sec.
caMO IMmanrecHTKa

4.2 sec.

4.5 sec.

Cp. cToHOCT

7.4

1.6

0.4

SD
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5.3-28 sec. 2.8-6 sec. 4-4.9 sec. Bapuanus ot
10
3a 2/13 xeHH, KOUTO HE MPOBEXKAAT Tepanms, € HEBH3MOXKHO M3IPABSIHETO U 32 €HA KCHA,

KOATO IMPOBEKAAa MCANKAMCHTO3HA TCPaIius.

3a CINH MDBXK, KOKTO MMpOBCIKAa MCAUKAMCHTO3HA TCpallna, € HCBB3MOXKHO U3IPABAHECTO.

Tabmuma 37. Axcuanna cmaboct, u3MepeHa upe3 HeoOX0UMMO BpeMe 3a M3MpaBsHE OT M0,

clle[l IPUKIIOYBAHE HAa U3CIIEIBAHETO - IIPH TEXKaA (hopMa.

XKenu Ha Tepanust | XKenu 0e3 Tepanusi | Mbxke Ha Tepanusi | Mpxe 0e3 Tepanus
15.1 sec. 19.2 sec. 5.65 sec. 5.6 sec. Cp. croifHOCT
caMo TaIMeHTKa
9.08 0.07 1.6 SD
6-32 sec. - 4-7.5 sec. Bapwuarust ot
110

3a 3/13 xeHu, KOUTO HE MPOBEXKJAT TEpamus, € HEBH3MOXKHO H3IMPABSIHETO U 3a €HA KEHa,
KOSTO € Ha Tepanus ¢ Kanumus.
3a 1/8 MBxk, KOTO npoBexaa Tepanus ¢ KaanumuH, € HeBb3MOKHO U3MPABSIHETO OT JIETHAI0

ITIOJIOXKCHHC.

Tabmuma 38. 3agppkaHe Ha TJIaBaHa W3MpaBeHa Ha 45Tp., IPH JIETHAIO TOJIOKEHUE- JIeKa

dbopma (HOpMa HaJ 2MHH. ).

Kenu ¢ Teparust | XKenn 0e3 | Mbxe ¢ Tepanust | Mbxke 0e3
Tepanus Tepanus
49.6 sec. 90.2 sec 61.1 sec. 66.02 sec. Cp. CTOMHOCT
26.2 26.4 18.7 37.2 SD
26-92 sec. 52-112 sec. 30-83 sec. 26.1-108 sec. Bapuarus ot 10

6/20 xeHu, KOUTO MPOBEXAAT Tepanus ¢ KanmuMuH, 3aappkaT riaBata moBede oT 2 MHH.

3/20 >xkeHHu, KOWTO HE MPOBEXKIAT MEIMKAMEHTO3HA Tepalus, 3aJbpKaT TJiaBaTa MoBeYe OT
2MUH.

6/24 MBKe, KOUTO ca Ha Tepanus ¢ KanumuH, 3a1ppiKar riiaBaTa rnoBeue oT 2 MUH.

8/24 MBKe, KOUTO HE IIPOBEKIAT MEAMKAMEHTO3HA Teparnus, 3abpKaT rjaBata moBede oT 2

MMUH.

Tabmuua 39. 3agbpikaHe Ha I1aBata M3NpaBeHa Ha 45 rpagyca, MpHU JIETHAJIO MOJIO0KEHHUE-

yMmepeHa ¢popma (HopMma HaJl 2 MUH.).

Kenu c Tepanus | Kenu 0e3 | Mbxe ¢ Tepanust | Mbxke 0e3
Tepanus Tepanus
70.3 sec. 26 sec. equa xxena | 48.4 sec. 85.5 sec. Cp. cToHOCT
30.5 38.3 83 SD
41-102 sec. - 6-100 sec. 65-106 sec. Bapuanus ot no
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2/10 >xeHu, KOUTO ca Ha Tepanus ¢ KanumuH, 3aappKar riiapara mosede ot 2 muH. 3/10 xeHn,

KOUTO HC MPOBCKAAT MCANKAMCHTO3HA TCpaAIln, 3aAbPiKaT IrjiaBaTra roBcye OT 2 MUH.

5/16 MBxe, KOUTO MPOBEKIAT Tepanus ¢ KanmuMuH, 3a1bpKar riiaBara roBeue oT 2 MUH.

3/16 MBxKe, KOUTO HE MPOBEKAAT MEAUKAMEHTO3HA TEpaIus, 3aIbpXKaT TiaBara moBeve ot 2

MHH.

Tabmuma 40. 3aaspxkane Ha riaBaTa U3MpaBeHa Ha 45rpajyca, IPH JISTHAJIO TTOJI0KCHHE

XKenu c tepanust | XKenwm 6e3 Tepanust | Mbxe ¢ Tepanust | Mbxe 6e3
Tepanmsi
37.8 sec. 25 sec 44.6 sec. 65.2 sec. Cp.croiiHoCcT
29.6 135 12.5 18.4 SD
13-80 sec. 12-44 sec. 33-58 sec. 47-90 sec. Bapuanus ot 10

Tabmuma 41. 3agbppxkaHe Ha Kpak Ha 45 rpajyca OT JIETHAJIO MOJIOKEHUE - JieKa popma (HopMa

uaa 100 sec.).

’Kenu c Tepanus

Kenn 6e3 Tepanmst

Mpuxe ¢ Tepanus

Mmsxe 6e3 Tepanus

35.4/35.7 sec. 55.06/46.86 sec 40.3/32.5 sec. 24/24.5 sec. Cp.croiiHocT
29.9/30.4 39.05/35.07 26.7/30.5 16.3/17.7 SD
1.4-55/1.3-61 0.3-87/0.3-92 sec. 2-70/2-90 sec. 1-39/1-44 sec. Bapuanus ot 10

5/20 »xeHn, KOUTO ca Ha Tepanus ¢ KanuMuH, 3aabpkaT Bceku kpak moseue ot 100 sec. 3/20
KEHH, KOUTO HE MpreMaT MeAMKaMeHTO3Ha Teparius, 3aAbpKaT BceKu Kpak noseye ot 100 sec.
6/24 MbxKe, KOUTO ca Ha Tepanus ¢ KanuMuH, 3aabpkaT Bcekd Kpak mosede ot 100 sec. 8/24

MBIKEC, KOUTO HC IIpUCMAT MCANKAMCHTO3HA TCPaIlr:d, 3abPiKaT BCCKHU KpPaK ITIOBEYC OT 100 sec.

Tabnuma 42. 3anbpkane Ha pbka Ha 90 rpaayca OT ceHAlIO MOJIOKEHHE -j1eka popma (HopMa

HaJ 4MUH.).

Kenu c Tepanus

Kenu Oe3 Tepamnus

Mpbxe c Tepanus

Mmpxe Oe3 Tepanus

35.4/35.7 sec.

70.8/70.8 sec

59.3/60.5 sec.

24.2/ 24.4 sec.

Cp.croitHoCT

52.5/53.1

81.4/81.4

49.3/50.3

49.6/50.07

SD
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2.3-96/2.3-97sec. 1.2-160/1.2-160sec. 1-110/1-110sec. 1.2-113/1.2-114 Bapuanus ot 1o
SecC.

5/20 xenu, kouTo ca Ha Tepanus ¢ KanumuH, 3aappkar Besika pbka nosede oT 4 MuH. 5/20
KEHH, KOUTO HE TIPUEMAaT MeIMKaMEHTO3Ha Teparus, 3aIbpXKaT BCsAKa pbKa IOBeYE OT 4 MUH.
5/24 mpxe, KOUTO ca Ha Tepanus ¢ KanuMmuH, 3a1bpKat Beska pbka nmoBedye ot 4 MuH. 7/24

MBIXKE, KOUTO HC IpUEMAT MCAUKAMCHTO3HA TCPpaIius, 3aAbpPiKaT BCAKA PbKa IIOBCYEC OT 4 MuH.

Tabmuua 43. 3agppkane Ha pbKa Ha 90 rpagyca OT ceHAIO TOJ0KEHHE - yMepeHa Gopma

(Hopma Hag 4 MUH.).

Kenn c Keun 0e3 Mmnxe C Mzpxe 06e3

Tepanus Tepanus Tepanus Tepanus

44/94 sec. 139.5/140 65/55.6 sec. 52.4/51.7 Cp.croitHocT
sec Sec.

22.6/93.3 127.9/127.2 72.8/84.3 52.6/52.7 SD

28-60/28- 49-230/50- 1.2-210/1.2- 3.3-108/3.3- Bapwuarus ot

160 sec. 230 sec. 240 sec. 108 sec. bi o)

4/10 >xeHH, KOWTO ca Ha Tepamnus ¢ KanmuMmuH, 3aappkaT BCsika pbka moBede oT 4muH. 2/10
KEHH, KOUTO HE MpHEeMaT MeANMKaMEHTO3Ha Teparnus, 3aIbp>KaT BCsKa pbka moBe4e OT 4MUH.
4/16 MbKe, KOUTO ca Ha Tepanus ¢ KamumuH, 3axbpKar Beska pbKa moBede ot 4muH. 2/16

MBXKE, KOUTO HE IIpUEMAT MCAUKaMCHTO3Ha TCpaIius, 3aAbPKaT BCAKA PbKa IIOBEYEC OT 4muyH.

Tabnuma 44. 3agppkaHe Ha Kpak Ha 45Tp. OT JIETHAJIO TOJIOKEHHUE - yMepeHa Gopma (HopMma

naza 100sec.).

Kenu ¢ | Xenu 6e3 Tepanus Mwuxe ¢ Tepanus Mmbxe 6e3 Tepanus

TCpamusa

33.5/29 sec. 53.6/45.3 sec 34.9/38.6 sec. 24.8/31.3 sec. Cp.croiiHOCT
12.02/18.3 49.7/42.5 27.2/22.4 22.4/28.03 SD
25-42/16-42 1.1-100/1.07-86 sec. | 12.7-67/1.3-67 sec. | 1.3-46.1/1.3-56.8 sec. | Bapuarus ot
sec JI0

4/10 >xeHu, KOUTO ca Ha Tepanus ¢ KanumuH, 3axppkar Bceku Kpak noseude oT 100 sec. 1/10

JKCHd, KOSATO HE ITpUeMaT MCAUKAMECHTO3Ha TCpaIus, 3aabpKa BCCKH KpaK IIOBEYEC OT 100 sec.
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7/16 mbxe, KOUTO ca Ha Tepanus ¢ KanuMuH, 3aabpkaT Bcekd Kpak nosede ot 100 sec. 2/16

MBXKE, KOUTO HE IPUEMAT MEIUKaMEHTO3Ha Tepanus, 3abpKaT Bceku Kpak rnosede ot 100 sec.

Tabnuma 45. 3agepikane Ha pbka Ha 90 rpayca OT ceHAIIO MOJIOKECHUE -TeXKKa popma

(Hopma Hax 4 MuH.).

Kenu ¢ Tepanus

Kenu 6e3 Tepanus

Mpsxe ¢ Tepanus

Mpxke 6e3 Tepanst

45.05/45.1 sec.

24.5/24 sec

60/60 sec.

36.7/37.5 sec.

Cp.croitHOCT

49.9/49.9

10.8/10.5

59.02/59.02

23.3/23.8

SD

1.5-170/1.5-170 sec.

14-37/14-37 sec.

2-120/2-120 sec.

2.04-52/2.04-52 sec.

Bapwuauus ot 10

Enun MBxk, KOWTO € Ha Tepanus ¢ Kainmul, 3aabppxka BesKa pbKa oBede OT 4 MUH.

Tabnuia 46. 3agbpkane Ha Kpak Ha 45 Tpajyca OT JISTHAIO MOJIOKESHUE - TeXKa popma

(mopma Hazm 100 sec.).

’Kenu c Tepanus

Kenn 6e3 Tepanmst

Mpuxe ¢ Tepanus

Mmnxe 6e3 Tepanus

13.2/11.9 sec.

18.4/15.5 sec

40.7/51.5 sec.

41.7/47.1 sec.

Cp.croitHOCT

14.5/14.4

7.8/8.6

29.3/40.8

30.4/43.7

SD

1-37/1-34 sec

12-29/8-28 sec.

1-72/1-100 sec.

1.1-74/1.4-100 sec.

Bapuanus
10

oT

Enna xxenu, kosATo € Ha Tepanus ¢ KanumuH, 3aabpka Bceku kpak noeye ot 100 sec.

51/91 namuenta /56.04 %/ ¢ BMC ca Ha Tepanus ¢ Kanmumus B paznuyau 1034 (Tabmuiu 47,

60).
Tabnuma 47. IlpoueHTHO pa3npe/esieHre Ha MalueHTUTe Ha Tepanus ¢ KanumuH.
Ha Tepamnus % Mmbxe % Kenn % dopma
21/44 47.72 11/24 45.83 10/20 50.00 Jleka
YmMmepena
17/26 65.38 11/16 68.75 6/10 60.00
Texxa
13/21 61.90 4/8 50.00 9/13 69.23
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Tabnuma 48. MuHuMaiHa U MakCUMallHa 71033, Tpu JiedeHne ¢ KaimuMuH, BEB BCSKa €IHA OT

TPUTE TPYIH
Jleka popma YwMmepena dopma Texka Gpopma
MunuMaiHa J103a 4x7.5 mr. 2x15 mr. 4x15 mr.
Makcumainsa J103a 6x30 mr. 5x60 mr. 6x120 mr
OOchBxaaHe:

B pomckoto Hacenenue Ha FOromsrouna EBpora mma MOBHUIIEHA YeCTOTAa HA MYTalHsATa
c.1327delG B rena CHRNE. VBenmnuenoro pasnpoctpanenue Ha myranusrta c.1353duplG B
rena CHRNE e noxnansano B Amokup u Tyruc. B Ucnanwust u [lopryramus myramusita CHRNE-
¢.130dupC e mpeobnanaBamia. Ceep3anusaT ¢ CHRNE rema BMC 00uKHOBEHO ce cMsITa KaTo
Haif-uecto cpemanara gopma. B 3anmagna u Llenrpanna EBpona myranmunute B RAPSN rena-
c.264C> A u DOKT7 - ¢.1124 1172dupTGCC ca naii-paznpocrtpanenu [Josef Finsterer, 2019].

Middleton u chaBT. U3cIEABAT HIKOJIKO CEMEUCTBA OT POMCKH €THUYECKH mpou3xoa ¢ BMC
ot I'bpunst 1 Typiwst U ycTaHOBSIBAT 00I[a XOMO3UTOTHA MyTalus (ChBIAaIa ¢ MyTallUsTa
yCTaHOBEHA MpH ObArapckure maiueHtH) B ¢k30H 12 Ha AChR € cyOemunuma cpen Te3u
nanueHtn. Chiata myranust € oTkputa B 11 cemeiictBa B Yarapus, Coep6usi, Kocoso,
Makenonus u Typrus.

Borpekn Hanuuuero Ha eIMH reHeTH4YeH JedeKT IpU BCUUKUTE MalMeHTH, ce HabIojaBa
mUpoka (PeHOTUHA XETEPOreHHOCT, KOSITO BEPOSITHO € OO0YyCIOBEHa OT KOMOMHHPAHOTO
BIIUSIHUE HA T€HU MOAU(PUKATOPU U BHHIIHU (PaKTOPH.

Ot nocouennte 91 nmamuenta - 47% ca ot keHckH 1101 U 53% OT MBKKH 110J1. [lo-romxsama
yacT OT MAalMeHTHTe ca ¢ Jieka ¢opma Ha 3abonsBanero- 48%, ymepeHna Qopma ca
npubau3uTenHo 29% u texka popma 23%. B nekara u ymepenara ¢gopma mo-royisiM mporeHT
OT MAIlMEHTUTE ca OT MBXKH 10J1 /ChOTBETHO C 4 MoBeYe 3a JiekaTa U ¢ 6 rmoBeye 3a ymepeHata/,
JOKaTO B TEXKKaTa rpymna Mo-rojisiM € JAeNbT Ha MAlUeHTUTE OT JKEHCKU IOJ /C 5 malreHTa
noseue/.

[Taruentute ¢ neka Gopma Ha TMpOTHYaHE HA 3a00JISIBAHETO, CE€ XapaKTepU3UpaT C
HAJIMYMETO Ha MTO3a Ha KIenadyuTe (eJHOCTpaHHA WM JBYCTpaHHa), odTamMornapesa, JIeKO
M3paszeHa MpoKCHUMallHa MYCKYJIHa clad0CT Ha KpalHUIIUTE, PU HAKOU € Haiuile OynbapHa U
akcuaiHa cimabdoct. 45% ot xeHuTe ¢ Jeka popma Ha 3abossBaHeTo ca 6e3 OynbapHa ciaboct
(Tabmuma 19). Manko moBede OT MOJOBHHATA OT TE3W MAIIMEHTH HE MPOBEXKIAT Teparus C

Kamumun /56%/. Tloutn cemmar asn ot mbxkere /42%)/ ¢ neka ¢gopma Hsamar OynbapHa
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craboct- kato 60% OT TSAX HE MPOBEKAAT MeIMKaMeHTO3Ha Tepanus ¢ Kanmumus (Tabmuna 20).
ITpu 26 % ot xenwure ¢ Jieka popMma, He ce HabroaaBa nTo3a /60 % ca 6e3 MenMKaMEeHTO3Ha
Tepanus/ (Tabmuma 25), mpu nmo-Manbk Opoii ot Mbxere /21 %/, nTo3ara orcheTBa- Kato 20%
HE TIPOBEX AT MeIKaMeHTo3Ha Tepanus (Tadbmuna 26). 89 % ot xenute u 100 % oT MBKeTe
ca 0e3 jaHHU 3a JBOMHO BwxkaaHe (tabmuma 27). Ilpu 45 % ot xeHute He ce HabIrOaBa
aKCHAJIHA CJIA00CT, HAIMIIE € SAMHCTBEHO CIa00CT B MPOKCUMATHUTE MYCKYJTHU rpynu /33%
OT TSIX HE MPOBEXKIAT MeAUKaMeHTo3Ha Tepanus/ (tTabmumm 32, 33, 38). [Ipu 56% oT MbkeTe
OTCHCTBA akcuaiHa ciadocT /57 % He mpoBexaaT MeaukaMmentos3Ha tepanus/. [Ipu 40 % ot
xeHute U 50 % oT MBxKeTe ce HabioJaBa MPOKCUMaIHA cIabOCT €IMHCTBEHO B TOPHUTE
KpalHUIM, HO HE W B JOJHUTE. [Ipy MOJIOBHHATA OT MBXETE W KEHHUTE B Irpyrnara OTChCTBA
MPOKCUMAJTHATa MYCKYJHa CIIAa0OCT B TOPHUTE KpaWHWIIM, a € HaJHIe aKkCHajlHa clabocT B
MPOKCUMAJIHUTE MYCKYJIN Ha jaoiHute KpaitHunu. [Ipu 1/20 ot xenurte ¢ neka dopma, ce
Ha0Ir0aBa €IMHCTBEHO o(rasMonapesa Kato KIMHUYHA u3sBa Ha 3abossiBaneto. [Ipu 1/20 ot
JKEHUTE C Jieka (popma, ce HabI0aBa akcuaaHa MyCKyJIHa cirabocT u OynbapHa cimadoct, 6e3
3acsiraHe Ha MPOKCHMAaJIHATa MYCKYJaTypa Ha Kpaiuuiure (tabmuim 41, 42).

I[Ipu ymepenara ¢opma OynbapHaTta c7abOCT € TO-YE€CTO CpellaHa KIMHUYHA
XapaKTepHCTHUKa B CpaBHEHHeE ¢ JiekaTa ¢popma - Habmonasa ce npu 70 % ot sxenure (Tabnuia
21) u 62.5 % ot mbxete (Tabnuua 22). [Ito3aTa ce cpemia npu MOYTH BCUYKU MAllUEHTH B
rpynara- 90 % ot xxenute u 81 % oT Mbxkere (Tabnuuu 28, 29). [Ipu HUTO envH MalMEeHT B
rpymnara He ce HabmoaBa aurionus. [Ipu nonoBuHaTa OT )KEHUTE U MBbXKETe He ce HaOIro1aBa
aKCHaJHa MYCKYJIHa c1a00CT WM T € JUCKpeTHO mposiBeHa (Ttabmunu 34, 35, 39). 60 % ot
xeHute u 37 % oT MbxKeTe HIMAT claboCT B ropHUTE Kpaiinuuu. [loloBuHAaTa OT MallMeHTUTE
B IpymaTta ca 6e3 ci1abocT B T0JHUTE KpaiHuiy (Tabnmunu 43, 44).

[Tpu Texxxata dopma 69 % ot xenurte (tadnuua 23) u 87.5 % OoT MBXKETe ca ¢ MPOosIBH Ha
Oynbapna ciaboct (Tabmuna 24). 93 % xenute u 75 % ot Mbxkere ca ¢ nTo3a (Tabmumu 30,
31). [unnonusa ce HabnromaBa npu 15 % ot xenute u npu 25 % oT mbxkere. [Ipu Bcuuku
MAlMEHTH Ce perucTpupa akcuaiaHa MycKynHa ciaboct (tabmuuu 36, 37, 40). [Ipu 88 % ot
Mbxkete u ipu 100 % oT sxeHuTe ce HabMoJaBa MPOKCUMalIHa ¢1a00CT B TOPHUTE KpPatHUIIH.
ITpu 100 % ot MBxere u pu 99 % oT xeHUTe ce HaboJaBa ciaboCT B JIOJHUTE KpalHUIN
(tabmum 45, 46)

OT nocoyeHnTe TaHHU C€ BUXkKA, Y€ OCHOBHU KIIMHUYHH XapaKTEPUCTUKHU MPHU MAIUECHTUTE
¢ BMC ot poMmcku mpousxon ca: opranMonapesa, nrto3a, OyndapHa, akcHalHa ¥ MPOKCUMAaITHA
MyCKyJHa c1abocT. Bcuuky manueHTu ca ¢ HOpMaTHO MOTOPHO pa3BuTue. OnMucaHy ca ciayvan

Ha CCACM IMAaUMCHTU OT Kuraii ¢ MyTalus B CbIIUA T'CH, KATO IIPpU IIECTUMaA OT OOJIHHTE €
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Hanuie 3a0aBeHO MOTOPHO pa3BUTHE [Yawen Zhaol, Ying Li u cvast., 2021]. JlokinaaBaHu ca

celeM ciydast OT I epMaHusi, BCHUKH OT KOUTO ca ChC 3a0aBeHO MOTOpHO pa3ButHe. [Ipu enun
OT HEMCKUTE IaLMEHTH ce ChOOIaBa 3a HaMaJeHW JBM)KEHHS Ha IIJIOJA OLIe MO BpeMe Ha

OpemenHocTTa [Adela Della Marina, Eva Wibbeler u cvast., 2020]. bynbapHara cnabocT e Haii-

YeCTO cpemana npu texxkara popma Ha BMC- 78 % npu Obarapckute namuenture, npu 66 %
B ymepenata ¢opma u mpu 51 % ot nekara ¢gopma, TOKaTo mMpu KUTalcKaTa W HeMcKara
KoxopTa OynbapHa c1abocCT He ce HaOJIrojaBa IPY HATO €IWH manueHT. Onucanu ca 14 ciryyas
Ha TAUEHTH C TYPCKH TMPOM3XOJ, KaTO MPU BCUYKH € Hamuie Oynbapna cmabocT [Ulug
Yis, Kerstin Becker, 2017]. {umnnonusi ce cpelia €IMHCTBEHO B JIeKaTa W TeXKara gopma Ha
0oJjiecTTa MpHM HAIIMTE MAaIMEeHTH, ChbOTBETHO: B 11% oOT xeHute ¢ ek gperorun u 25 % ot
MAIUEHTUTE ¢ TOKBK GeHotun. I1To3ara ce cpemia Haif-uecTo npu ymepenara gopma — 85 %,
cien ToBa mpu Texkata popma -84 % u Hail-manko npu jekara popma -76.5 %, noxato B Kurait
€ HAJIMLEC IIPpHU BCUYKU MMAITUCHTH, KaTO ITPU HIECT OT TAX TS € IbPBUAT KIIMHUYCH oener. [Iro3ara
u odTarMonapesara ca HajMlle U MEePCUCTUPAT MPU BCUYKU MALMEHTH C HEMCKH MPOU3XO/I.
[ITo3aTta n opranmonapesara ca IEPCUCTUPALIN OTUIAKBAHUS U ITPU BCUUKH MAIIUEHTH C TYPCKU
npousxol. Onucanu ca 13 ciyyast Ha MalMEHTH OT ABCTpasus € JIeKa KIMHUYHATa KapTUHA Ha
3a0075BaHeTO, C Tpeo0IajaBaHe HA OYHHM CHMIITOMH, BKIIOYUTEIHO odTamMomnape3a MmpHu

12/13 manmentu u nto3a npu 13/13 namuentu [Martin Krenn, Merve Sener u cbasT., 2023].

JoxkianBan e ciy4dail Ha 17-roauiinHa )keHa oT ManauBu ¢ AByCTpaHHA YaCTUYHA MTO34, IIbJIHA
BBHINIHA O(]TaIMOIUIETHs, MPOKCUMAaJIHA MYCKyJHa ciaboct u OynbapHa ciabocT [Thashi

Chang, Judith Cossins, 2016]. CTeneHHTa Ha akCUaliHa, NMPOKCUMAaIHA U JUCTajIHA MYCKYJIHA

cJ1ab0CT ce pa3aryaBa MeKy NallMEeHTUTe oT oTAeaHuTe rpynu ¢ BMC ¢ Obarapcku npousxo.
AxcualiHaTa ¥ IPOKCHMaJIHATa MYCKYJIHA CJIa00OCT ca Hai-uecTUTe CUMIITOMU 32 MMalUeHTUTE
oT Texkara opma. Ilpu BcuukuTe nanueHTy ot KUTaiickara KOXopTa ce HabiroaBa ciaboct
Ha MycKyJaTyparta Ha kpaiinuuuTe. [Ipyu Bcuuku TypcKH MAlMeHTH ce YCTaHOBsBA €JMHCTBEHO
IIPOKCUMaJIHA MYyCKyJHa ciaboct. ['eHepanu3upana MycKyiiHa ci1aboCT ce YCTaHOBsIBA B 3 OT
cllyyauTe ¢ KuTaiicku nmpousxo. Odranmonapesa B KOMOUTALUs C MPOKCHMAIHA MYCKYyJIHA
cnabocT ce ycraHoBsiBa B 5/7 ciyuyast B Kuraii, cnaboct Ha nuueBata Myckynatypa B 3/7,
akcuaiHa ciaboct npu 3/7, MyckynHa atpousi ce yCTaHOBsBa Ipu 1 manueHT. AKcHaiaHara
MYCKYJIHA ¢1a00CT € 0-CUITHO U3pa3eHa B CpaBHEHUE ¢ IPOKCHMAIIHATa U AUCTalIHATa ciabocT
Ha KpalHUIMTE NpU MAUEHTUTe C HEeMCKU npousxoia. DiaykTyauus Ha OIUIAaKBaHUS €
HabmronaBana npu 5/7 ot nauuenture B Kuraid. [Ipu Typckure nmanueHTH, He ce HaOoaBa

Iporpecus Ha 3a00JIIBaHETO.
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VYBpexaaHeTo Ha AuxaresHaTa (QyHKIHS € TMO-M3pa3eHo MpU MalUeHTHTE C TeXKKa Gopma
Ha BMC ¢ Obarapcku mpousxo/, KOeTo € pe3yiTaT oT cliaboCT Ha AUXaTelHaTa MyCKyJarypa.
He ce ycraHoBsiBa 3acsiraHe Ha JHUXaTelHaTa MYyCKylarypa mnpu ciydaute oT KwuTail.
JluxarenHa cnabocT u30010 He € HaOroAaBaHa MPH MAlMeHTH OT ABCTPAJHs, KaKTO U IpU
nanueHTure ot Typuws.

OT nmocoveHnTe JaHHU CE BMWXKJA, Ye MpH BCUUKK nanuenT ¢ BMC, npipkamy ce Ha MyTarust
B CHRNE rena, ximHn4HO ce HabmromaBar: mro3a, odraiMomnapesa, OymdapHa, akcHaliHa
cnabocT 1 cnabocT Ha MPOKCHUMalTHATa MYCKYJaTypa Ha KpalHUIUTE, HO C pa3iMyHa CTETCH

Ha IposiBa.

4. U3Boamn

1. Bpoaenute MHOTOHMH B bbiirapus ca KIMHUYHO U TEHETUYHO XETEPOTeHHHU.

2. ABTO30MHO penecMBHATa MHOTOHMS THUIl bekep € 3HauMTeNHO IMo-4yecta B bbiarapus, or
octaHanute popmMu Ha 3a00JISTBAHETO.

3. Haii-yectata MyTanms, yCTaHOBEHA NpH nanueHTuTe ¢ Bponena muotonus tun bekep e
c.2680C>T.

4. Tlanmentute ¢ IlapagokcasiHa MHOTOHHMS, XUIOKaJMEMHYHA TMEPUOJMYHA Mapaiv3a U
,»Rippling” MuonaTusi ca ¢ THMWYHA KIMHAYHA KapTHHA, KOSTO € OMHCaHa MpHU MallUeHTH C
MMOCOYEHUTE JUArHo3u B CBETOBEH Malao.

5. HabmiomaBa ce MIMPOK CHEKThP Ha TE€HOTUI/(PEHOTUN KOpenaluuTe Npu OBJIrapcKute
nanueHT ¢ Bpoaena muonarusi.

6. [Ipu Obnrapckute manueHTH ¢ auarno3a “Central core” MuonaTus ca yCTAHOBEHU MYTallUH
p.Leul668Phe u p.Argd861His B RYR1 rena ¢ AJl Tum Ha yHacieasBaHe, KOWTO € Hal-4ecTo
3acerHaTHAT I'€H B CBETOBEH Marlal.

7. Myranunute B COL6AL rena ca Haii-uecTuTe npu ObIrapckute manueHtu - 60% ot ciydante
¢ muomnarus Ha Bethlem.

8. OCHOBHU KJIMHHUYHU MPOSIBYU MPHU OBJITAPCKUTE MAlIMEHTH ¢ OoyecT Ha Pompe ca akcuanHaTa
W TpOKCHMalHaTa MYycKynHa ciaboct. KnMHMYHaTa cuUMmTOMaTHKa BKIIOYBA MHOIATHA
MOXOJKa, 3aTPyJIHEHO HM3KayBaHE Ha CTHJIOW, 3a0aBEHO BUTATEIHO PAa3BUTHE M MYCKYyIHA
XUTOTOHHSL.

9. Z[I/IXaTCJ'IHO HapyHmIeHUE, Hajlaramo MU3IMO0JI3BaAHC Ha U3KYCTBCHA 66HOHp06Ha BCHTUJIAIUA,
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3acaraHe Ha chpaedHara GpyHkus, kakto u 3aBurneHn croiHoctr Ha ACAT, AJIAT u KK ca
JOKJIa/IBAHU 3HAYUTEITHO TO-PSAKO MPHU OBITapCKUTE MALMEHTH B CPABHEHHE C MAI[CHTUTE B
CBETOBEH Mamial.

10. Haii- yectute MyTanuu, npu OBJITapCcKUTE MauenTu ¢ 6osect Ha Pompe, ca ¢.-32-13T>G
B UHTPOH | 1 ¢.1655T>C B ex30H 12, KOWTO ca Haii-4ecTo cpernranu 30010 B Osyiara paca.
11. Beuuku Obarapcku manueHTH ¢ BpojeHa MuacTeHus ca OT POMCKH TPOM3XOJM M C
ycranoBeHa xomo3urotHa myranusi B CHRNE rena - 1267delG B 12 ex3oH, koaupail &-
cyoemuHMIata Ha anerwiaxonuHoBus penentop (AcChR), Bogema mo nHamamena AChR
EKCTIPECHs.

12. To-romsmara gact ot narmerTure ¢ BMC, apmkai ce Ha xomo3urotHa myrarus B CHRNE
reHa, ca ¢ Jieka popma Ha 3a00JIsIBAHETO.

13. Tlpu nexata u ymepenarta ¢popma Ha BMC mo-roJisiMm mpoI1eHT OT MallMeHTUTE Ca OT MBKKHU
T0JI, JIOKATO B TEXKKATa TPyIa MO-TOJISIM € eNTbT Ha MAIUeHTUTE OT KEHCKH ITOJI.

14. OCHOBHH KIIMHWYHU XapakTepuCTUKHU npu nanueHture ¢ BMC ot pomcku npousxon ca:
odTanmomnapesa, To3a, OyadapHa, akCHaIHA W MPOKCUMAaJIHA MYCKYJIHa citabocT. bynbapHara
c1aboCT € Hal-4ecTo Cpellana Mmpu TexXkKaTta Gopma.

15. AkcmasiHata W TPOKCHMajHATa MYCKyJdHa CiaboCT ca HaW-YeCTUTE CHMITOMH 3a
MalUEeHTUTE OT TeXKaTa (opMa. YBpexkIaHETO Ha IUXaTeaHaTa (GyHKIHS € M0-U3pa3eHo Ipu

MAlUEHTUTE ¢ TeXKa popMa, KOETO € pe3yiTar OT cIaboCT Ha TuXaTelHaTa MycKyaaTypa.

5. llpunocu
Hay4Ho-TeOpUTHYHU:

1. Onwucan e KIMHUYHUAT (EHOTHUIl HA AaBTO30MHO PELECHBHA BPOJEHA MHOTOHUS THUII
bekep, mpuunnena ot myrauuu €.2398G>T, ¢.490T>C, ¢.817G>A B CLCN1 rena,
HE/I0KJIa/IBaHU JI0 TO3H MOMEHT.

2. OnucaH e KIMHUYHUAT (eHoTHUN Ha cemeiictBo ¢ HaTpueBo-kaHamHa BpojeHa
MUOTOHUSA, AbJDKamIa ce Ha myTarus ¢.1333G>A B SCN4A rena.

3. OnmcaH e KIMHUYHUAT ¢eHoTun Ha cemeiictBo ¢ Kaseommuomatus- “Rippling”
MHUOMATHs, MPUIHHEHa 0T MyTarms ¢.136G>A, p.Ala46Thr B Cav3 rena.

4. OrnucaH e KMTUHUYHUAT GEeHOTHI Ha manueHT cbe “Central core” MuonaTusi, NpUYMHEHA
ot HoBa Mmytanus ¢.5002C>T, B RyR1 rena.

5. 3a mbpBU MBT € ONKCaH MALUMEHT C XETePO3MroTHa Missense myranus ¢.245A>C B

CRYAB rena, Bojema 10 pa3BuTueTo Ha anda-B kpuctanunonaTus.
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6.

Onwucanu ¢ KIMHUYHUAT (SHOTHIT Ha BpoJcHa MuomnaTus Ha Bethlem, npuunnena ot
myrtanuu -C.931G>T B COL6AL rena, €.1561A>G B COL12Al rena u €.6220G>T B
COLG6AS rena.

7. OmnucaHa e KIMHUYHATA BapuaOWIHOCT Ha MytamusaTa 1267delG, npuunzsBaria

Bponena muactenus tun la kato e uscienBaHa rojiiMa Koxopra oT OOJIHU.
Ipunoxum:

1. Cs0Opana e roisiMa KOX0OpTa OT HAIIMCHTH C HIKOH PEIKH HEBPOMYCKYITHU 3200 IsIBaHUS:
BPOJICHU MHUOTOHHMH, BPOJEHU MYCKYJIHM AUCTPpO(UM, BPOJCHU MHUACTEHUH U
METa0OJIMTHH MUOTIATUHH.

2. KIHMHHMKO-TEHETHYHOTO MPOYYBAHE HA TE3W 3a00JsIBAHUS IIe OBbJE M3MOJI3BAHO TPH
ObJlelM TEPaNeBTUYHU BBH3MOKHOCTH 3a TMPOBEXKIAHE HA ETHOJOTHYHO U
MaTOT€HETHUYHO JICYEHHUE.

6. JIutepartypa:

N3non3Banu ca 497 nureparypHu u3ToyHuKa. M3mon3BaHUTE M3TOYHUIIM Ca MPEJICTABEHU B

JTUCEPTAIIMOHHUS TPYI.

7. Hay4yHu myO0JMKANMH M Y4aCTUSI BbB BPb3Ka € INCEPTAMOHHUSA TPYA:

1)

2)

3)

4)

5)

6)

baaroeBa C., Yamona T., Togopos T., Tomopsa A., I'ocnoaunoBa M., TwpueB U.
Bponena wmmoronus, oOycimoBena ot Mmyrtamuss B SCN4A rena. Cm. bwarapcka
HeBposorus, 2021, 29-31.

Baarcesa C., Yamosa T., Tepues M. Mwuonarus na Bethlem. Cno. Bsearapcka
HeBposorus, 2023, 2:55-59.

Baarcesa C.. YamoBa T., TepueB WM. HarpueBu kanamonatuu. Cn. bbirapcka

HeBposorus, 2023, 2:59-63.

Baarcesa C.. YamoBa T., TepueB M. Xunopuu kananonatuu. Cn. bbirapcka
HeBposorus, 2023, 2:63-66..

BaaroeBa C., Yamosa T., TepHeB V. @eHOTUII-TEHOTHUIT KOPETIALMU NIPU MALUEHTH C
Bponena muoronus tun bekep. Cn. bwirapcka neBposnorus, 2023, 2:70-73.

Blagoeva S., Chamova T., Todorov T., Todorova A., Tpurnev |. Phenotype-genotype
correlations in patients with Congenital myotonia Becker. Journal Acta Medica

Bulgarica- nznparena 3a myOiuKyBaHe.
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7) Kastreva K, Chamova T., Blagoeva S., Bichev S., Mihaylova V., Meyer S., Thompson
R., Cherninkova S., Guergueltcheva V., Lochmuller H., Tournev I. Characterization of
clinical phenotypes in congenital myasthenic syndrome associated with 1327delG.
Journal of Neuromuscular Diseases- n3nparena 3a myOJIMKyBaHe.

8) Chamova T., Gospodinova M., Asenov O., Todorov T., Pavlova Z., Kirov A,
Cherninkova S., Kastreva K., Taneva A., Blagoeva S., Zhelyazkova S., Antimov P.,
Chobanov K., Todorova A., Tournev I. Seven Years of Selective Genetic Screening
Program and Follow-Up of Asymptomatic Carriers With Hereditary Transthyretin
Amyloidosis  in  Bulgaria.  Front.  Neurol.  2022;  13:844595.  doi:
10.3389/fneur.2022.844595. IF 3.4

Y4yacrue B KOHIpecu:
IMocTepn:

1) 29 oxtomBpu -01 HoemBpu 2020r.- XIX HarpoHaneH KOHIpec MO HEBPOJIOTHS C

MexIyHapoaHo yuactre. [Toctep Ha Tema: Bpogena muotonust Ha Becker B boarapust.
C. bnaroesa, T. Hamona, T. Tonopos, A. Tonoposa, U. TepHeB

2) 7-10 oxkromBpu 2021r. XX HanuoHaaeH KOHIPEC IO HEBPOJOTHS C MEXKIYHAPOIHO

yuactue. [locrep Ha Tema: HaTpueBo-kaHagHa BpoOJieHa MHUOTOHHMS, PE3YydTaT OT
mytaruss B SCN4A rena. C. bmaroesa, T. Uamona, T. Tomgopos, A. TomopoBa, M.
l'ocnogunosa, Y. TepHeB
3) 2-510um 2022 r. XXI HanponaneH KOHIPEC 10 HEBPOJIOTHS ¢ MEXKTYHAPOIHO yJacTHe.
[Tocrep Ha Tema: KimHuuYeH CreKThbp W JUArHOCTHKAa Ha BpoJeHuTe MHOTOHHH. C.
bnaroesa, T. YUamosa, T. Tonopos, A. Tonoposa, 1. TspHeB.
OpanHn npe3eHTaAlUM:
1) 22-25 maii 2021r. - Harnonanua koudepennus 3a neauarpu u OIJI ¢ MexayHapoHO
yudactue- ,,Jlenara Ha bearapusa‘
OpasiHa Tpe3eHTanus Ha TeMa: BpoJeHM MHOTOHMH- KiIacHUpUKAIMsA, KIMHUYHA
xapakrepuctuka u neyenue. C. bnaroesa, T. Yamosa, 1. TepHEB

2) 2-3 cemnremBpu 2021r. - KondepeHius mo AeTcka HEBPOJOTHs, MCHXUA.TPUS U

IICUXOJIOTUS HA PA3BUTHUETO C MEKIYHAPOIHO YUaCTHE.
OpannHa nmpe3eHTanus Ha Tema: ['eHoTur- PeHOTHN Kopealuu Mpu BpoieHuTe MUoToHuH. C.
bnaroesa, T. YamoBa, 1. TepHeB.

3) 25.08.2023 r. — Bropa HayyHa xoH(epeHIHs Ha Tema ,,HOBOCTH B JAMarHoCTHKara,

IpOCICAABAHCTO U JICUCHUCTO HA HAKOH HACJICACTBCHU HCBPOMYCKYJIHU 3a00JISIBaHKS .
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Opanna mnpesenranus Ha Tema: Bponenu muotonuu. C. bnaroesa, T. Yamosa, U.
TbpHEB

4) 11-12 oxtomBpu 2023 r.- KoHdepeHuus mo Jercka HEBPOJIOTHs, TCUXUATPHUS U

IICUXOJIOT Ul Ha PA3BUTHETO ¢ MEXIYHAPOJIHO Y4aCTHE.

Opasina npe3enTarus Ha Tema: Bpoaenun muoronuu. C. biaroesa, T. Yamosa, Y. TspHeB.
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