Myckyana gucrpodus tun Jromen (MJI/D)

“MyckynHa AucTpodus” € o0l TepMUH 3a T€HETUYHHU YBPEXJIaHHs, BOACUIM 10 HAapylIeHa
GYHKIMS U CTPYKTypa Ha MYCKYJUTE MO Lsoto Tsano. CwiuectByBaT mnoseue oT 20
cneuu(UYHM TEHEeTHMYHH YBpPEXIaHWs, KOMTO IomajgaT B TIpymata Ha OoJecTure,
knacuduimpanu kato MyckynHa auctpodus. [loBedeTo BOISAT [0 €IWH W CBIN pe3yiTar
(HamasisiBaHe cujlaTa Ha MYCKyJa, MOpaau OTCiIadBaHE M yBpeXJaHe-IereHepanus), HO
pa3nuyHUTe BUAOBE MYCKYJHU TUCTPOPHH ca CIeNn(UIHHN 33 PA3IMIHNA MYCKYJIH Ha TSIIOTO
U C Pa3IMYHU CTENeHM Ha JereHepanus. Bcuuku ¢gopmu Ha MyckynHa nuctpodus ca
CUMTAHHM 32 pelkd, karo MyckynHaTa auctpodus tun Jromen (M) e moxe 6u Haii-yecTo
cpemanuAT Bua MyckyinHa nuctpodus. Ot otkpuBanero it mpe3 1860 nacam, MJI/] 3acsra
npubm3uTeHo 1 momye Ha Bceku 3 000. Mma npyr Bug MyckyiHa TUcTpodus CBbp3aHa C
MJ/I: Myckynnara nuctpodus tun bekep. Cien HeliHOTO oTkpuBaHe mpe3 5S0Te roJuHMu Ha
20 Bek, MyckynHara auctpodus tun bekep ce muarHoctummpa npu okoio 1 wHa 18 000
paKIaHUs U ce cuuTa 3a no-jeka gpopma Ha MyckynHara nuctpodus tun JlroieH.

B noapodHocTu: KakBo o3Havasa 'nucrpodusa'?

Hymara 'muctpodus’ e uzmuciena ot gppeHckusr gekap ['nitom lromen npe3 60-te ronuHu
Ha 19 Bek Koraro ToW 3a0ensi3an, 4e MYCKYJIUTE IMpPHU HAKOM MOMYETa OTciaadBaT U TyOsT
¢ynkuute cu. Toll HapeKba ABIEHUETO AUCTPO(dUS, OT IPHLKUTE KOPEHU HA AyMUTE, "NuC-
", KOETO O3HayaBa aHOpMayieH, OonieH wiH nedekTeH u "-Tpodus", KOeTo ce OTHACA KbM
XpaHeHe WM pacTex. J[foleH BsApBaj, 4e AUCTPOQHITA MPOrpecupa, Thil KaTO MYCKYJIUTE
MPOIbIKABAIIU J]a C€ Pa3BUBAT 03 XpaHUTEIHUTE BEIIeCTBA, OT KOUTO UMAT HYXk/a.
MyckynHata qucTpodusi BUHard € TEHETHYHO 3a00IsiBaHe, KOETO O3HAayaBa, Y€ BUHATU CE
nosiBsiBa B pe3ynTaT Ha reHeH aedekt. To3u aedexT (MyTarus) Moxe na Obae HacleAeH OT
poauTen, Ipu KOWTO MMa ChLIO TakaBa MyTallus, JOPH KOrato Ts He ce € 'mposiBuia’. TakbB
HacJIe[IeH TeHeTHYeH eeKT ce Hapuya 'HacleCTBeHa MyTalus.' Bcuuku MyTanuu 3ano4BaT
OT HSIKOH YJIEH Ha CEMEMCTBOTO, KaTO € Bb3MOYKHO MyTalUsTa J1a CE € MOsBUIa B MUHAJIOTO, B
npenHo MokoyieHne. Bb3MOXKHO € MyTanusi Ja uMa caMO B 3acerHatusi MHANBUA (WId B
SIMIIEKJIETKaTa WIM CIEpMaTO30MJa, Ch3JaJIM TO3M YOBEK), KaTO B TO3M Cily4ail HoBarta
MyTalusg ce cuMTa 3a 'crioHTaHHa.! B romsmarta wact ot cimydaute (6mu3zo 40%) ML
BB3HUKBA CIIOHTaHHO.

3ano ¥UMa TOJIKOBAa MHOIO ciiy4au Ha cnoHTaHHa mytamust npu MJIJI? Tosa ce npmxu Ha
OTpOMHATa TOJIEeMUHA Ha AUCTPOPUHOBUS TeH. KOJIKOTO MO-IBJIBI € TeHa, TOJIKOBA MO ToJIsiMa
€ BEpOSATHOCTTA /1a C€ TOSBU I'PEIKa.

MHoro xopa c4uTaT TepMHUHA "MyCKyJHa nquctpodus " 3a moaBexaall Korato cTaBa BBIIPOC
3a MJIJI u M/Ib, 3a110TO TEXHUYECKH MOTJIEAHATO MYCKYJIMUTE MPU MOMYETAaTa CTPAJAIld OT
MJI/I He cTpazmaT OT JMIICAa Ha XPaHUTENIHU BenlecTBa. [Ipo0GieMbT BCBHIIHOCT ce U3pa3siBa B
JUTICaTa Ha MHOTO Ba)XHHS MYCKYyJIEH MpoTenH, HapedueH mauctpodun. MIJI u MJIb Haii-
TOYHO C€ ONpPEIENAT KaTo ‘Muonatuu’ (OT TPbLUKHUS KOpeH "MHo-" 3a Myckyna u "-matusa" 3a
MaTOJIOTMYCH UK OOJIEH).

MpuonaTuure ce MosABSBAaT KOraTo MpoOJIeMbT UBa OT CaMUsl MYCKYJ, a HE OT JApyra ThKaH,
KOSITO KOHTPOJIMPA, CIIY>KU Ha WK CE€ MPUKPENBA KbM MYCKYJIa.

IMopagu wyecrata ymorpeba W TOMYJISPHOCT HA TEpMUHA 'MYCKylHa JAucCTpodus', Iie
poIbKUM n1a onpenensime M1 kaTo MmyckyiHa quctpodus.

Kou xopa crpagar ot MJUI?

MJ/I He e cnenmduyHa 3a ompeneneHa rpyna xopa. Bcuukn eTHHYECKH Tpylu ca €JHAKBO
NOJATINBHU KakTo Ha MyckynHa auctpodus tun JlromeH, Taka 1 Ha MyckyiaHa quctpodus
tun bekep. ToBa, mo xoero Haii-uecTo ce paziauyasat aBeTe MycKyIHH JUCTpOduH € PaKkThT,
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Yye BB3HUKBAT Hal-Be4e MpPU MIAJAM MBXKE (C MHOTO MaJK{ H3KIIOYEHHS), KOETO TH MpaBU
3a00JIBaHMsI CBBbP3aHU C MOJa.

TBi KaTo MOMYETaTa UMAT €Ha X-XpOMO30Ma M €IHa Y-XpOMO30Ma, a MOMHYETaTa UMaT
nBe X-XpOMO30MHM, MOMYETAaTa Cca BHUHArM M3J0KEHH HAa MO-TOJISIM PHUCK Jla HACIEIAT
CMYILEHHUS, TPUUMHEHH OT YBPEAECHU I'€HH, PA3I0OJI0KEHU BbpXy X-xpomo3omara. [lo-npocro
Ka3aHO, ak0 MMa IpobiieM ¢ TeH Ha X-XpoMo30Mara Ha MOMYETO, TAJIOTO My HsIMa JpYT
HAYMH J1a MPECh3/IajIe HABJIHO (YHKIMOHATHA BEPCHs Ha TO3MW yBpeIeH TeH. Momuderarta
MMaT KbCMETa Ja uMat " AombIHUTENHA" X-XpOoMO30Ma, Ha KOSTO Ja pa3uuTar B cllydail, ye
HSAKON OT FT€HUTE UM € YBPEJICH.

B noapoonocTn: Kak pyHKIIMOHUPAT XpOMO30MHUTE?

Snpoto Ha BcsKa yoBeEIIKa KiieTka uMma 46 xpomozomu. Te ca OTTOBOPHU 32 Bb3HHUKBAHETO Ha
BCUYKH T€HETHYHH O€Jie3u Ha YOoBeKa (Harp. BT Ha o4uTe). J[BajeceT u Tpu XpOMO30OMHU CE
HacJIe[BaT OT MaiikaTa (upe3 sineknerkara) u 23 ot Oamara (upe3 cnepmaro3onna). Tesu
JIB€ OTIEJHU TPyl OT MO 23 XpOMO30OMHU HOCAT €QHH U CHIIM I'€HH U C€ OpPraHu3upaTr B
JBOMKM TIpH 3aueBaHeTo. Kato pesynrar, 46-Te XpoMO30MHU ca OpraHU3UpaHu B 22 JNBOMKHU
XpOMO30MHM, HapeUeHU aBTO30MHU a 23-TaTa JBOIKA ChABpPKA MOJIOBUTE XpOMO30MHU. TaMm e
pa3MoIOKEeH T'eHbT, KOUTO KOAUpa MPOU3BOACTBOTO HA MYCKYITHUS IPOTEHH TUCTPOUH.

A SR e

KakBo npuunnssa MJUL?

B reHernuHus ¢bCTaB Ha OpraHU3Ma HU MMa €UH BAXKEH I'€H, KOAUPAIl MYCKYJIEH NPOTEUH
HapedeH 'nuctpouH'. JIucTpodUHOBUAT I'eH € eJUH OT Hal-roJIeMUTe, OTKPUTH 10 MOMEHTA.
JuctpoduHbT AelcTBa KaTO JICTIMIO, KOETO IBbPKH MYCKYJIHTE 3aeIHO, KaTo TMOIIbpXKa
CTPYKTypaTa Ha MYCKyJHHUTe KieTku. CMmsTa ce ChIlo, 4e AUCTPOGUHBT MpeHacs CUTHAIN
OTBBH KBbM BBTpEIIHATA YacT Ha MycKyJHHUTE pudpu. be3 muctpodun MycKynmuTe He Morar ja
neiicTBaT 100pe U ¢ BpEMETO MPOrPECUBHO CE YBPEXKIAT.

I'enbT 32 qUCTpOdUH ce HOCU OT X-XpoMo3oMaTa. 3aToBa U MOMYETaTa ca MO-NMOoAATINBY Ha
yBpeXaaHe Ha JuctpoduHa, THM KkaTto MMar camo efaHa X-xpomoszoma. Korato ce
nuarHoctunmpa M/IJL mpu mitag MBK, TSUIOTO My HE MOXe Aa mpousBekaa auctpodu. [pu
Myckynna auctpodus tun bekep, ce reHepupa U3MEHEHa, yrojieMeHa BepcHsl Ha AUCTPO(UH.
W mpu nBere M3MeHEHMs] MYCKYJIHMTE KIETKH B TSUIOTO IMOCTENEHHO OTClIa0BaT M Hakpas
yMHpart, IOpaJy JIMIcaTa Ha Hal'bJIHO (YHKIMOHUPALL IUCTPOPHH.

B noapodHocTH:

Kakeo e oucmpoun u kaxkeo npasu moii?

Bceeku ren  konupa oOpazyBaHeTO Ha crelM(UYEH U YHHUKaJEeH NpOoTeuH. Te3u NMpOoTeHHU
IoMarar 3a M3rpakJaHeTo Ha TsUI0TO M My Tomarat Aa ¢yHKuuonupa aoope. Cmsta ce, ue B
yoBewKoTo Tsu10 uMa okosio 100,000 reHa, u rope-aoiy TOIKoBa MpoTerHH. JucTpoduHsbT €
caMo €JI1H OT TSIX.
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KoraTo rensT MyTHpa ce mpou3BeXaa pa3InyeH NPOTEUH. B 3aBUCUMOCT OT TOBa KOU I'eH €
U3MEHEH U KOJIKO CUJIHA € MyTaluATa, Ipo0JieMbT MOXKE J1a HE € TOJIKOBa cepuo3eH. B ciyuas
¢ MJI/I, HanuyHaTa MyTanus JAa JOBEAE 1O JIETalleH Kpall. AKO TeHBT, KOHTO KoJaupa
IPOM3BOJICTBOTO HA AUCTPO(PHH HE CE€ AKTUBHpPA WM MPOU3BEACHUAT TUCTPO(UH € U3MEHEH,
HacTbiBa MJIJI.

OcHoBHaTa ¢QyHKIMA Ha AMCTpodUHA € Ja CIyXH 3a "CBpB3Ka" B KIETHUHHUS CKelleT (Win
nuTockeneT). JMCTpo@UHBT 3aKkpenBa ChKpallaBalllUTe C€ MYCKYJIHHM BJIaKHa KbM
capkosieMaTa (KJeTpyHaTa MeMOpaHa) Ha MyCKyJIHaTa KJIeTKa. Bceku npoTenH uMa yHUKaiHa
TpUM3MEPHA CTPYKTypa. Pasnuuuu yacTu Ha Ta3u CTPyKTypa momaraT Ha MPOTEHHa Ja ce
IperbBa WM J1a CE CBBP3Ba C APYrd MOJEKyJau. ToBa MO3BOJSABA HA LisAjaTa KIETKa Ja ce
CBhKpaTH MO BpEME Ha MYCKYJIHaTa KOHTPAKIIMs, KaTO TeHepHpa cuiiaTa, Hy>KHa Ha TAJIOTO Ja
ce nBuwxkU. Korato HSIKOH OT T3 CBbp3BAlld MEMOpaHHH MPOTEHHU € YBPEICH, Ce CIydBar
nBe Hewa: [IspBo, MyCKyIbT HE MOKE J1a C€ ChKpalllaBa HOPMaJIHO, KOETO BOJM JI0 €1a0docCT,
ThI KaTo ce reHepupa no ciaada cuna. Bropo, korato ce chbkpaliiaBa MyCKyJIHaTa KJIETKa ce
KbCa JIeTMKaTHaTa i MeMOpaHa, KaTo KJIETbUYHOTO ChABPKUMO U3THYA B OKOJIHATA CpeAa.

Ot MmyckynHuTe (puOpu M3THYAT HE CaMO >KU3HEHOHEOOXOJMMH BELIeCTBA, HO U BPEAHU
BellecTBa (KaTo KainuueBu HoHM). KakTo mpu BcsSkO HapaHSBaHE Ha TAJIOTO, HOPMaJIHUTE
UMYHHU KJIETKM (WIM JUMQOLUTH) C€ HaMmecBaT, 3a Jla BB3CTAHOBAT WJIM IpeMaxHat
YBpEIEHUTE KIETKU M ocTarblu. HapaHeHuTe MycKynaHM KJIeTKM OuBar '"pasumcTtBaHu" u
3aMEHEHM C TBbpAa, (puOpo3Ha WM enacTUYHa CheAMHUTENHa TbhbKaH. ToBa BOIU [0
nicepoxuneptpodus (parmuBo HapacTBaHe), IPU KOSATO MYCKYJIHTE (OCOOCHO MYCKYJIUTE Ha
npaceria) U3riIex1aT MHOTO MO-TOJIEMU OT HOpMalHO. MIpoHusTa €, ye Helo KoeTo U3Iiexaa
KaTo MPHU3HAK HA CHJIa € BCHIIMHOCT NMPU3HAK Ha CIA0OCT, Thil KaTo yBeJIMUEHAaTa Maca HeE €
CbhCTaBE€Ha OT 3JpaB MYCKyJ, a IO-CKOpO OT O0e3moje3Ha ChbEIUHUTENHA TbhbKaH. Tasu
NICEBAOXUNEPTPOHS € paHeH 3HAK, MO KOWTO Jjekapure auarHoctunupar M mpu
MOMUYETATA.

Kak ce orkpusa MJUIL

B MomMmeHTa HaAMa HauumH aa ce orkpue ML wim M/Ib npu paxnpane. M/I/] Haii-uecto ce
JUArHOCTHIIMpa MPU MOMYETa Ha Bb3pacT Mexay 3 u 7 roguHu. OOUKHOBEHO POIUTENINTE
3a0es3Bar, 4Ye TEXHUAT CHH M30CTaBa B CPaBHEHHE C JPYTUTE MJIAICKH Ha HEroBaTa Bb3pacT
[0 Pa3JIMYHM MOKa3aTeNu Ha pa3BuTHe. YecTo poautenure 3adens3BaT, 4e NpaciuuTe Ha CHHA
UM U3IIIEKIAT YyroJleMeHH (TceBIoXunepTpodus), KoeTo e Ipyr Oener, mo KoiTo Moxe aa ce
nuarnoctunpa MJIJI.

Hsaxon Mmuagm MomMueTa Ha BB3paCT MEXIy 3 U S ToauHu (MpeAydYWIMIIHA Bb3PACT)
U3IIIeKIAT TPOMABU M YECTO T'yOSIT paBHOBECHE, OPaJAN KOETO YECTO MajgaT JOKaTo BbpIIAT
oOuyaifnure cu aeiiHocTH. CTaBa UM TPYIHO Jia U3KauBaT CTHJIOH, /1a THYAT U Ja C€ U3MPaBAT
oT moaa. B yunnumnaa BB3pact MJI/] npuunHsABa KOHTpakTypH (3aryba Ha €JaCTHYHOCT) B
AXWIECOBOTO CYXOXXKMJIME, KOETO TH IMpHUHYXJaBa Ja XOIAT Ha NPbCTH WIM Ha
BB3IVIABHUYKUTE Ha XOJWiIaTa, NMPU KOETO ce HaliiolaBa oOJiojisiBaHe. 3a Ja 3amassiT
paBHOBECHE M J1a 3ala3siT LIEHThpAa HA rpaBUTAlMsA, MoMueTaTa crpajamu ot MJIJ] u3aysar
KOpeMa cu Hampe] 1 u30yTBaT paMeHeTe cu Ha3aj. ToBa checTosiHME ce Hapuya Jlopaosa.

Ha Bwb3pact mMexay 7 u 12 roauHu, moBedero MomueTa crpagamm or MJIJL ry0sr
CIIOCOOHOCTTa CH Ja XOIAT W TpsiOBa nda ce JBWXKAT C MHBaIMAHA Kosnuka. Ilpe3
nocjeABalluTe TOJUHHU T€ 3al04YBaT Ja Ce HyXAaiT OT IOMOI 3a BCUYKHU JEHHOCTH, KOUTO
M3HMCKBAT U3M0JI3BaHE HA MYCKYJIMTE HA PBLETE, KPaKaTa U TSAJIOTO.

Ymopara e apyr npobiem mpu mianexute crpagaum ot MJIJI. Te u3nurtBaT TpyIHOCT
U3BBPIIBANKU EHCTBUS C HOPMAJIHO HHMBO HAa HAaTOBapE€HOCT, HO OCOOEHO ce 3aTpyAHsSIBAT
IpY UHTEH3MBHO XOJICHE WJIM M3KayBaHe Ha CTHJIOM. AKO poauTenuTe 3abenexar, 4e CUHbBT
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UM C€ YMOpsiBa MPEKOMEPHO OT TE3HM €XKEIHEBHH JNEHHOCTH, TPSOBAa J]a ce€ KOHCYJITHpAT C
nekap. Jlekapsar (win decto (u3MOTepamneBT) Ie HampaBd (YHKLHOHAJIHM TECTOBE Ha
MOMUYETO, 3a J1a MPELEeHU 0 KakBa CTENEH MYCKYJUTE MoraT Jia c€ CBHUBAaT M KakBa €
I'bBKaBOCTTA Ha CTaBHUTE, IPU KOETO Moxe aa auarHoctuuupa MJIJI. Te3u TectoBe BKIItOUBAT
XOJIeHE, TUYaHe, KaTepeHe, IbpIIaHe U U3MPABSIHE OT CEIAIIO MOJ0KEHUE.

Tecmose/Ckpunune

CrpliecTBYBaT HaACKIHU TECTOBE, KOUTO MOTAT Jja TOMOTHAT Ha JieKapuTe OQUIIHAIHO /1a
muaraoctanupaT M/[J. OOMKHOBEHO TE3H TECTOBE C€ U3IOJI3BAT, 32 JIa IOTBBPASAT
MpeABapUTENIHO IOCTABEHA AMArHo3a, 4e MoMueTo cTpana ot MJI/I.

Kpeamun Kunaza

TsmoTo MpoM3BEXKIAa €H3UM HapedeH 'KpeaTHH KuHa3a ' (Ha aHrIMiCKH creatine kinase, ChIo
u3BecTeH Cbc cbkpameHuero CK), koHTo OOMKHOBEHO ce Hamupa B Myckynurte. Korato
MYCKYJUTE (PyHKIIMOHUPAT HOPMAJIHO, HUBAaTa Ha KpeaTUH KMHa3a B KPbBTAa Ca CPABHUTEIHO
HUCKH. Ho KoraTto MyckyJuTe ca yBpeJeHH, MyCKYJIHUTE KJIETKHU C€ OTBAapAT U ChIbpiKallaTa
ce B TAX cyOcCTaHIMsI c€ M3JIMBa B KpbBTa. T0Ba MpHUUYMHSABA IOBMILIABAaHE HAa HHUBAaTa Ha
KpeaTuH KUHa3a B KpbBTa. V3MepBaHeTO Ha HMBATa HAa KpeaTWH KWHAa3a MOXeE Ja MOTBbPAU
YBPEKIAHETO HA MYCKYJIUTE M MOXE Ja ObJle 3HaK 3a JONBJIHUTENIHO YBpPEXKIAHE Ha
MYCKyJIUTE B ObJeIIe.

Myckyana ouoncusa //ITHK

Crnen kato pe3yTaTHTe OT TECTa MOKa)kaT MOBUILEHNW HUBA HAa €H3MMa B KPbBTA, MOXKE /1a C€
HaIlpaBy 3aKJIIOYEHHUE, Y€ MYCKYJIUTE BEPOSITHO ca 3acerHaTtu. /narnocrunmpanero Ha MJ1J]
Bb3 OCHOBA CaMO Ha JIaHHUTE OT TECT 3a HUBATa Ha KpeaTHH KWHA3a € HEBB3MOXKHO. 3a Ja
YCTAaHOBAT MpPUYMHATA 32 YBPEXKIAHETO HA MYCKYJIHTE, JIeKapuTe OOMKHOBEHO TMpPaBAT
MycKynHa Ouoricus. ToBa M3MCKBa B3UMAHETO, [0 XUPYPrU4eH HA4YMH, HA MaJIka mpoda oT
MYCKyJa, KOSITO BHUMATEJIHO CE U3CJIE/IBa, 32 /1a CE YCTAHOBHM KAKBO CTaBA BBTPE B KIETKUTE.
To3u TecT € Hal-HaJeKAHUAT HA4MH aa ce nauarHocrunupa MJUJI, na ce omiuum oT Apyru
BB3NAJIUTENHU MPOIECH U OT Jpyru MyCcKyJIHU AUCTPOdUU.

JHK TtectoBeTe (KbAETO C€ M3MOI3BAT KPHbBHU WIIM MYCKYJIHU KJIETKH) OCTaBa Hai-T0OpHUST
HAauMH Ja c€ TMOJy4yd TIeHeTHYHa HHQopmalus, Ha Oa3ara Ha KOSTO Ja ca IOCTaBH
oKoHYaTenHa auarHosa 3a MJIJI. Twsil KaTo TO3W BHJI TECT CE€ M3MOJI3Ba BCE IMO-YECTO, B
ObJIe1Ie TOBA 1€ MTO3BOJIM MO-0BP30 3a ce AMArHOCTUIIUPAT BCUUKU MYCKYTHU AUCTPODUU.

B noopoonocmu: /[HK

JIHK e Mosiekyna ¢ M3KIIOYMTENHO Ba)KHO 3HadeHHWeE. Ts ompenens HauuHa, 110 KOMTO ca
HallpaBeHU TejaTa HU W HayuHa, Mo-KoWto Te (yHkiumonmpar. Karo crpykrypa JIHK e
MpOCTa MOJIEKYJa, HO BCBHIIHOCT € H3KJIIOYUTEIHO CIO0KHA, 3alllOTO ChXpaHsIBa OTPOMHO
konumdectBo uHbopmanusa. JIHK e B ocHoBara Ha MJIJI. buomo3ure HenmpectaHHO Hay4aBaT
noBeye Hema 3a JIHK u ToBa BeposTHO Iie HM NMOMOTHE Ja OTKPHMEM HOBH HAUYMHH 3a
Tpetupane u jeuenue Ha MJIJ1.

JAHK TectoBeTe OOMKHOBEHO ce MpaBiT KaTo ce usnoisBa Meton HapeueH 'PCR,
"monuMepasHa BepwkHa peakius ". B ocHoBaTa cM TOBa € METOA 3a OTKpPUBAaHE H
HaMHOXKaBaHe (amrmuduiupane) Ha npunenHa [IHK mocnemoBaTenmHOCT 10 KOMMYeCTBa
JIOCTaThYHU 32 MPaBEHETO Ha MHOXkeCTBO TecToBe. PCR m3mos3Ba opurvHaigHata ABOITHA
JIHK cnupana, 3a na Hanpasu konus Ha JIHK, napeuenun x/[HK (unu Ha anrimiicku cDNA).
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Ilpesenyusn
Hsama nauun na ce cnpe passutrero Ha M/I/I, ako eHO MOMYE € POZIEHO C TOBAa YBPEKIAHE.
Ho cnen xaro B cemeiictBo ce poau Momue ¢ MJIJl € Bb3MOKHO J1a c€ HalpaBy MpPEHATAIIHA
JMarHo3a npu ObAen OpeMEeHHOCTH, KaKTO Ha MaiikaTta, Taka UM Ha JApPYTd JKEHU B
CEMEHCTBOTO, KOUTO MOXKE Jla Ca M3JI0KEHM Ha PUCK Ja Ca HOCUTEIM Ha yBpeAeHa X-
XpoMO30Ma.

I'enemuunu mecmoese u KOncyimayuu

Crnen xato miago Momde O6b1e AuarHoctuimpano ¢ MJ/1J[ e BaxkHO 70 ce MOThPCU TeHETUYEH
CBbBCT U a CC HAIIPABAT CbOTBECTHUTC TCCTOBC HA TC3U YJICHOBC Ha CCMefICTBOTO, KOUTO nMa
pHUCK aa ObIaT HocuTenu. 'TeHEeTHUYHOTO TecTBaHe' MpeACTaBisiBa aHAJIM3 Ha CaMUs I'eH U ce
MOJI3BA, 32 Jla C€ YCTAHOBU JIaJIM JaJIeH YOBEK MOXKE J1a pa3BHe omnpezeneHa oonect. ['eHure
Ha ’KeHaTa MOrarT Jia ce TeCTBarT, 3a Jia € BUAM Jaiu T8 ¢ Hocutel Ha M/JIJI. Ako e Taka, Moxe
Jla TOJYy4Yd MEIUUIHMHCKHA CHhBET 3a BB3MOXKHOCTUTE 3a M3HOCBaHe Ha aere. M/IJ] moxe na
Obe ycTaHOBeHa ¢ 95% cUTYpHOCT upe3 TeHEeTUYHH TeCTOBE 10 BpeMe Ha OpEeMEHHOCT.

Cumnromu Ha MJUL

[Iporpecusara va MJIJI Boam 10 MHOXECTBO (DU3MYECKH CHMIITOMH, KOMTO OOMKHOBEHO
3acsrar pazIMYHU YacTH Ha TSUIOTO, BKJIIOYUTENHO I'bpOa (rphOHAKA), KpakaTa, CTaBUTE U
CYXOXKUJIMATA.

[Tporpecusita Ha cuMIITOMHUTE (IO Pe/ia HA TSIXHOTO MOSIBSIBAHE) €:

Oowa cnadvocm| Cepvxpazeumu npacyu | Jlopoosza
Kpaka | Enacmuunocm na cmaeu u cyxosxcunue | Ckonuosa
Ilpoonemu c 2o6opa u unmenexkmyainomo pazeumue | /luxamennu npoonemu

Obwa crabocm

O6mara crmaboct u ymopa Morar ja Opmatr cumnromMud Ha MJIJI. 3apaay JOMBIHUTETHUTE
YCHJIUSI, KOUTO TIojaraT MoMyeraTa cTpagauiy ot MJIJ] mpu u3kauBaHe Ha CTBHJIOH, THYAHE U
JIOPHU CTOEHE, T€ YECTO UyBCTBAT cIa0OCT MPHU M3BBPIIBAHE HA TE3U PYTUHHM AECHHOCTHU U ce
OIJIaKBaT OT yMmopa Ha KpakaTa. Twii xato MJIJ] mponbixkaBa na oTrciabBa MyCKYJIUTE,
MoMYeTaTa 4ecTo Tps0Ba Ja W3MOJA3BaT pbLETE CH, 3a Ja C€ H3MPaBiAT OT CEIHAIO
nonoxenue. O6UKHOBeHO cTpagamuTe or MJI/] dyBcTBaT pasnuyeH MPUTOK Ha CHIIA, KAaTo
uMart J00pH | JIOIIH JTHU.

Cspvxpazeumu npacuyu

Enun ot pannure npusHauy Ha MJIJ] € yroseMsBaHEeTO WM CBPbXPAa3BUTOCTTA HA IIPACLUTE,
M3BECTHO ChINO KaTo 'mceBmoxureptpodus'. [lpu dusmvyecko HaToBapBaHe, MPHU MOBEUYETO
Xopa ce Ha0o1aBa MyCKyJIHa XUIIepTpodus 1 yrojaeMsBaHe Ha MycKyauTe. B Hauanoro, mpu
MomyeTata ctpagamu or MJI/] cwmo ce HabGmomaBa TakoBa yrosemsiBane. Ho BMecto na
CTaBaT MO-CWJIHH, B cienacteue Ha MJIJ] myckymnure Obp30 ce yBpexaaT U ymMHpar, 3apaau
YBPEACHUS WM JIUTICBAI OENTHK TUCTPO(HH (JEMUI0TO, KOETO AbpKHU MycKynute). Koraro
TOBa C€ CIyyBa, JPYrH KIETKH MOraT Ja pearupar Karo mpousBexiar (ubpo3Ha
ChEIMHUTENIHA THhKAaH C MAcTHU oTjaranusa. ToBa yBennuaBa o0eMa Ha MYyCKyJla U TO
yroJieMsiBa, HO MYCKYJIBT CE€ U3MbJBA C MACTHHU, @ HE C MYCKYJIHU KJIETKH.
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Jopoo3a

['pbOHAKBT € CTHIO ChCTABEH OT MAJKH KOCTH, WM MPEIIICHH, KOUTO ca Onopa
Ha TOpHATa 4acT Ha YOBEMIKOTO TsU10. TO3W CTHIO MMa TPU TPYIH NPEIUICHH:
neT, KOUTO MOJABPXKAT BparTa, IBaHaECETTe KOCTH, KOUTO MOIBPKAT I'PhIHHS
KOIII ¥ METTE HA-TOJHU W HAH-TOJIeMH KOCTH, KOUTO HOJIbPKAT JiyMOaHaTa
obmact. Haii-roisiMaTa TeKecT M CTpeC Ha TSJIOTO Maja BBbPXY IOSICHUTE
(JrymOamHM) MpelIeH .

Jlopno3ata e W3KpHBsBaHE B JiymMOajgHaTa 0o0jacT M 00JacTTa Ha INUHHUTE
npenuieHn. TepMHUHBT C€ H3MON3BAa M 32 BCHYKH CBCTOSHUS, KOHTO C€
XapaKTepu3upaT ¢ TOJISIMO W3KpHUBSBaHE Ha TIpbOHaKa CbhC H3BUBKA Ha
rpeOHauHus cThI0 B mosca Hampen (hollow back, saddle back and sway back). Ts 3acsra
aymOanHata o0mact, MeKIy peOpara u Ta3a) U € oOpaTHOTO Ha rbpOuIara. Jlopmosata ce
Cpella 4YecTo Nmpu OpeMEHHW XCHHW WM ITBJIHM XOpa ChC clabu TpbOHM MYCKYJIH U TEXKBK
kopeM. Ts 3acsra m momuera crpagamu ot MJI/I. C oTcnabBaHeTo Ha TPBHOHHUTE MYCKYJIH,
Jlopmo3ata mpuUYWHIBA TPUBEKIAHE HA TSJIOTO HAmpel, KaTo B pe3yiTaT ce MOsBsBa
U3KpHBSBaHE Ha rphOHAKA.

Kpaka

Yecto momuerara ctpajgamu or MJIJ] umar mpoOnemu ¢ kpakata. ToBa ce IojlydyaBa B
CIIEICTBME HA BCE MO-TOJIIMOTO OTCIa0BaHE Ha MYCKYJIUTE U AXWIECOBOTO CYyXOXKHITUE
(CyXOXHJINETO Ha TPUIJIaBUS MYCKYJI Ha Ipacela, KOeTo ce 3ajaBs 3a IeTHaTa KOCT) YECTO Ce
CBHBa, KaTO JbpIla Kpaka B HEECTECTBEHA MO3UIMS U MPEUYU Ha Moxojkara. Yecto ce Hanmara
MoMmueTtara crpagamy ot MJIJI na HOCAT IIMHMA M3NPABAILN TJIE3€HA HOIIEM, 3a J1a IbpXKaT
KpakaTa CH M3IPaBEHHU.

Jlpyzu npoonemu c kpakama cewvp3anu ¢ MJ1/] ca TMBHIHOTO OIBETSBaHE HAa KpaKaTta H/Wiu
CTyZeHuTe Kpaka. ToBa ce ciyuBa B pe3ysTaT Ha HaMalsiBaHETO Ha MYyCKyJIHaTa (yHKIMS Ha
Kpakata. AKTHBHHTE MYCKYJIM WMaT HY)KAa OT CWJIHO KpbBOOOpaileHHe, KOeTO na THU
3axpaHBa M OOpaTHO: HEaKTHMBHUTE MYCKYJIHM HE C€ HYXJaiT OT MHOTO KpBbB.
CepaedHochIoBaTa CHCTEMa aBTOMAaTHYHO C€ MPHCIOCO0sBa, 3a Ja W3Mpam@a KPbB TaM
KBJETO TS € Hali-Hy>KHa B TSJIOTO, Taka Y€ KPbBTa CE HACOYBA KbM OpPraHUTE, KOWTO Hali-
MHOTO C€ HYXKJIasAT OT Hesl, KaTo ObOperuTe 1 MO3bKa.

Enacmuunocm na cmagume u cyxoxncunuama

OrpanuyeHa e1acTUYHOCT Ha CTAaBUTE M CYXOXKWIMATA € IPYT CUMITOM, KOWTO ce Habiro1aBa
npu crtpaganmure ot MJIJI. Ts ce Hapuua 'koHTpakTypa'. OOMKHOBEHO TS 3acira IMbPBO
TJIE3CHHTE, CIie] TOBa Oe/lpaTa U KOJICHETe, U HaKpas, CTABUTE HAa TOPHHUTE KpaHuiu. Yecto
ce mpoBexaa (pusnorepanus Wik TpyAoTepanus 3a NoJo0psiBaHe Ha eaCTUYHOCTTA. 3a Ta3u
el MMa pasInYHU YOPaXXHEHUS 3a pasTsAraHe Ha CTaBUTE, KaTo ce HIeHTH(uuupar u
NOOpUTE U JIOMIMTE MO3U Ha CEJIeHE U MPU U3BbPILIBAHE HA 0OMYANTHU IEHHOCTH.

Ckonuosa

Ckonuo3aTa € TPUM3MEPHO M3KpUBsIBaHE HAa rpbOHaKa. To Haif-yecTo ce pa3BHBa B 0OjacTTa
MEXIy CpelHaTa W TosicHaTa obyiacT Ha TphOHaKa. B octpa dbopma T Moxe 1a IoBeae 10
U3MEHeHne Ha ¢urypata M Ja OorpaHuud (QyHKUIUHTE Ha Oenure ApoOOBE M HAa TOPHUTE
kpaiinuni. Bce mo-uecto marmentute cbe MJIJ] ce oOpbIiaT KbM XUpypruvyecka HaMmeca 3a
u3npaBsiHe Ha rpbOHaKa. [Ipu Tasu romsMa omeparys ce MOCTaBs METallHa TUIACTHHA, KOSTO
IbpKHA TpbOHaKa wminpaBeH. OOMIOTO MHEHHE €, Y€ Hai-ToOpOTO BpeMe 3a XUpypruyHa
HaMmeca Ipyu NalMeHTH CTPajallld OT CKOJIMO03a € BbB Bb3pacTra Mexay 11 u 13 ronunmu.

6

To3u TeKCT e mpeBeleH Ha OBJIrapcKH e3MK ¢ pa3pemieHue Ha r-ka Ilat ®ypaonr - mpeacenaten Ha Parent
Project Muscular Dystrophy (www.parentproject.com). IlpeBoabT ¢ HanpaseH ¢ 100poBo/iHaTa padora Ha Ejnena
CrankoBa (3akJjer npesBogady) u buasna (3axiaer npesoaauy). Ilox pepakuusara na n-p IlaBea baaabGamos,
KOHCYJITAHT KbM HdpopmanuoHeHn IlenTsp 3a Penxu Bosectu u JlekaperBa Cupann (www.raredis.org)




Ilpoodnemu c 2060pa u unmeneKmyaiHomo pazeumue

[Topagu TeXka HEAOCTATHUHOCT WM MbIHA JUICAa Ha JOUCTPOGUH B MO3bKA, KOHUTO
MNPpCAN3BUKBAT KOTHUTHMBHU W TIOBCACHYCCKU HpO6J’[GMI/I, HapyHmI€HOTO HWHTCJIICKTYaJIHO
pa3BUTHE € MO-YECTO CpellaHO Hpu MomMuera crpazamu oT MJIJ, oTkonkoTo mpu 3apaBu
X0pa, HO BBIPEKH TOBA 3acsira MaJbK MPOIEHT OT TAX. OKONO eaHa TpeTa OT MIIAJICHKUTE
ctpagamu ot MJI/] umat 1o HsKakBa CTerneH nNpoOIeMH C YIEHETO, HO ca MajKO CllydanuTe Ha
CEpPHO3HO M30CTaBaHE. 3a pas3iMKa OT MPOTrPECUBHOTO OTCIa0BaHE HAa MYCKYJIUTE, B CIy4yau
Ha YMCTBEHO H30CTaBaHe mpu Momuera ctpagamm oT MJIJ], To He ce 3agbpibouaBa c
BpemeTo. MoMYeTo 3ama3Ba Ipe3 LEeNHs CH )KUBOT HHTEJIEKTYATHUTE CITIOCOOHOCTHU 3aJI0KESHU
M0 POXKACHHE, OCBEH aKoO HE CTpaja oT apyra Oonect. [Ipu minanexure, KOUTO CTpaAaT U OT
M/IJI u oT yMCTBeHa HM30CTAaHAJIOCT, OCHOBHHTE MPOOJIEMH Ca CBBP3aHH C €3WKOBHTE W
KOMYHHMKAIIHOHHUTE UM yMeHus. Mmnagute mbxe ¢ MJIJ] gecto GopaBar mHOro mobpe c
PBUCTC CU, UMAT OTJIMYHU BU3YAJIHHU YMCHHUA W KPCATUBHOCT, MOpaaAnd KOCTO MHOI'0 OT TAX
CTaBaT MHOTO AO0OpU XYI0KHUIU

Juxamennu npoonemu

M/IJl npuumHSIBaA MHOTO TPOMEHH B YOBEIIKOTO TsI0. bemute npoOoBe chmjo OwmBar
3acerHaTH OT Te3W MpPOMEHU. PecnmpaTopHuTe QPYHKIMH OOMKHOBEHO OCTaBAaT HOPMAIIHU /10
okoyio 10 rogumHa BB3pact. Cre Ta3u Bb3pacT, GyHKIUATA HA PECITUPATOPHUTE MYCKYJITH CE
HapyIlaBa JI0 CbCTOSHUE, MPU KOETO C€ MPOMEHS HAuMHA, MO0 KOWTO Ce BAMIIBA U U3IUIIBA
BB3AYX. nadparmara, Hamupaima ce mox o6enure ApoOOBe, € MyCKyJIbT OTTOBAPSII 332 TOBA
YKU3HEHOBA)KHO JBMKEHHE Ha Bb3ayxa. C mporpecusita Ha MJIJI, nuadparmara orcmadBa
(TTopamy HATPYIBAaHETO HA CHEAWHHUTEIHA THhKaH) M JUIIAHETO CTaBa MO-TPYAHO. B chIoTo
BpeMe, MEXKIypeOpeHUTe MYCKYIU ChINO OTcIabBaT M HE MoraT Ja ChIEHCTBAaT Ha
KanumaHUs peduiekc. B pesynrar Ha ToBa, KOJIMYECTBOTO KHCIOPO B KPHBTA HAMAJISIBA U CE
3aMecTBa OT BBITIEPOICH IUOKCHU, KaTO 0OMsSHATa Ha BB3yX CTaBa BCe MO-TPY/IHA 3a Oenute
npo6oBe. ToBa MoXe Na MPUYMHH CUMIOTOMHU KaTo TJIaBOOOJHE, MpOoOJieMU C MameTTa U
KOHIICHTpaIUsTa U C OCTaBaHETO B OyIHO chCTosiHME Mpe3 AeHs. OcBeH mpolieMure ¢
Oenmute apoOOBe, OTCIAOHAIMTE MYCKYJIH OTTOBOPHH 32 KalUITHETO MOTAT Jla MO3BOJIST Ha
KOJMYecTBaTa Ha OaKTepuu M BUPYCH B Oeius Ipo0 N1a ce yBEIMYaT, 3alloTO KalUITHETO €
€CTeCTBEHATa 3allluTa, Ype3 KOATO OenurTe IpoOOBE Ce Mpeana3BaT OT M3IUIIHUTE CEKPETH.
[To To3u Ha4YMH eqHAa OOMKHOBEHA HACTHHKA OM Morjia OBp30 Ja MpepacHe B MHEBMOHUS TIPH
mitaaexu ¢ MJIJI.

IIporpecust Ha MJLJI

O6ukaoBeHo MJIJ] ce mmarHocTHIMpa BBB BB3pACTTa MEXKIYy TPH M CEAEM TOJIWHHU, HO
MpOrpecusiTa U OCTPOTaTa ca Pa3IUYHU MpH BCeku ciydail. Cuuta ce, 4e 0OMKHOBEHO MMa
yeTupu (Ga3u cBbp3aHu ¢ pazButuero Ha MJI/I:

Panna ¢haza | Mexcounna ¢pasza | 3azyoa na moounnocm | 3psana gaza

Panna ¢haza (Ouacnocmuyupane 00 7 200unina év3pacm,)

Koraro ce nuarnoctunupa namueHt ¢ MJIJI, yecto € MHOTO TpyHO Ja c€ MpUeMe U MOBSIPBa,
ye uma npobiem. B Hawamoro moxe ga ObIe TpyAHO Aa ce 3abenexar (u3MyecKuTe
cuMOTOMHU. YecTo BHHIIIHO MOXE J1a U3IJIeXkKAa, Y€ ChCTOSHUETO Ha MallMeHTa ce Moao0psBa
JIOKAaTO BBTPEIIHO ChCTOSIHUETO Ha MYCKYJIUTE My ce BiomIaBa. B Ta3u panHa ¢a3za moxe na
ce Habmo1aBa yroneMsaBaHe Ha npaciure. [lanueHThT MOXe Aa U3rieK1a TPOMaB U 4ecTo J1a
nazaa. CkayaHeTo OT ceJlHaa MO3ULUS MOXKE 1a CTAHE HEBB3MOXKHO.
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Mescounna ¢paza (6-12 200unu)

Ha BB3pact mexay 6 u 12, M/IJ[ oOMKHOBEHO € Beue AuarHocTULIMpaHa. [[eTeTo BeposiTHO
me uMa MpoOJIeMH C XOICHETO, TJABHO 3alIOTO YETHUPUTIIABUS MYCKYJ (MYCKYyJIUTE B
npeaHara yacT Ha 6e1poTo) oTciadsa. ToBa HapylaBa paBHOBECHETO IPU OIUTH 3a CMsIHA Ha
LIEHTBhPA Ha TEKECTTA U XOJIeHE. bOIHUAT 3aro4Ba 1a XOAW Ha BB3IVIABHUYKUTE HA XOIUiIaTa
CH WIH Ha IIPBCTH, KATO JIEKO CE OJIIOJIABA. 3a 1a KOMIIEHCUPAT YyBCTBOTO, Y€ MOJKE Ja MaJHE
Hanpen, Miaaute Mbxe ¢ MJIJ] u3TiiackBat kopema cu Hampes 1 u30yTBaT paMeHe Ha3as, 3a
Jla TIOAABpKAT paBHOBECHE Korarto xonaar. Hakapanu na craHaT oT moja, T€ 4ecTo 'ce
KarepsaT" ¢ pblie MO Kpakara CU JOKAaTO C€ M3MPaBAT; KaTo M3MOI3BaT PbhLETE CU 3a OIopa.
MenuuuHCKUT TepMuH 3a ToBa € Cumnrom (ManeBpa) Ha ['ayspe (‘Gowers' Maneuver).

3azyba na moounnocm (8-14 zoounu)

Oxkono 12 roxuiHa BB3pacT, OOTHUAT OOMKHOBEHO MMa HYKJAa OT KOJHMYKA IMOHE 3a 4acT OT
BpEMETO, TBhH KaTO [BIDKEHHETO CTaBa MO-TpyaHO. OTtcrnabHanmute MyCKyiau Obp30
Mpean3BUKBAT ymMopa. B moBeuero ciydan CKEJNETHUTE MYCKYJIM OTClIadBaT HAW-MHOTO B
TUHEHKBbpCKa BB3pacT. Ha To3m etam mpu JEeHHOCTH, KOUTO W3HUCKBAT HM3IIOJI3BAHETO Ha
pBIETE, KpaKaTa U Topca T€ UMaT HYXKJIa OT IMOMOII U MeXaHW4Ha noakpena. [Ipu moBeyeTo
MoMueTa Ha Ta3u (pasza ce 3ama3Ba GyHKIUATA HA IPBCTUTE U Teé OOMKHOBEHO MOTaT Jia MHIIAT
Y TIOJI3BAT KOMITIOTBD.

3pana ¢paza (15+ z00unu)

B TunHeiimxbpcka BB3pACT, OCBEH MPOOIEMHUTE ChC CKEIETHUTE MYCKYIH, MIIAJANTE MBXKE
crpaganm or MJ1J] yecto umaT npoGieMu cbe ChpAeYHHS MycKyd. Cbpaednute mpoOieMu
ca OCHOBHATa 3alulaxa 3a 3[paBeTO M JKMBOTAa UM, 3apaad YBpEXJaHETO M 3arybara Ha
pecrniipaTopHara MycKyiarypa. MyCKyTHUSIT CJION Ha CHPIETO (HapeueH 'MuoKapA') 3armoysa
Ja ce yBpEeXJa, M0 HAYMH MOA00EH Ha CKEJIeTHUTE MYCKynd. ToBa M3jara Miaaaus MbX Ha
puck ot uHbpapkr. OCHOBHMTE CHMOTOMH Ha MHOKapauomaTus(yBpelda Ha ChpICYHUS
MYCKYJ) BKJIIOYBAT: 3aJbXBaHE, TE€YHOCT B OenuTe ApoOOBE, WM OTOLM Ha XOIWiaTa
JI0JIHaTa 4acT Ha Kpakara (IPUUMHEHO OT 3aJabprkaHe Ha TeuyHocT). Koraro cumnromure Ha
MJIJI ce TpeTupar mo TpaaWIMOHHUS HAa4yWH, Momuerara crpagamu oT MJIJ] oOukHOBEHO
yMHpaT MOpajud PEeCcHUpaTOpHU NpobiemMu mpeau Ja HaBbpuiar 25. JlaHHUTE MOKa3BaT, 4e
Mexnay 9% u 50% ot 3acernarure ot M/1/] ymupar 3apanu cbpiedyHa HEJOCTATBYHOCT.
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