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V3Bamok

JlujarHosara Ha peTKiTe HEBPOMYCKY/THY 3a00/yBarba e MOHeKoralll [TPOJIOHIMpaHa 3apajiid PAsIMUHOTO Bpe-
Me Ha TI0YETOK Ha CUMITTOMHUTE, Pas/IMuHaTa KIMHUIKA CIIMKA U OFPaHueHuTe JI4jarHOCTUUKA MOKHOCTHL.
ObpaboTKara Ha MaryeHToT 3aroYHyBA CO HEBPOJIONIKY MPETTIef], TI0 IITO C/IeiaT CrIelyIHn Tabopato-
PUCKH TECTOBM 1 HeBPO(U3UOIONIKM UCTINTYBAtbA. Bo epa Ha MOJeKy/lapHaTa MeJIMIMHA, FeHeTCKaTa aHa/Ii-
32 0BO3MOKYBA J]a Ce 30erHaT HeKOV Off MHBA3UBHNUTE MCTINTYBATbA, KAKO Ha PUMEP MyCKYITHATa OHoricHja.
[TpuxaskyBame momue co Omara hopma Ha MeTabomAuKa MUOMATHjA CO KAPHUTYH NaIMUTOM TpaHcdepasa
2 (CPT 1) mechuiat, Koja e aujarHoCTHIMpaHa BP3 OCHOBA Ha BpeMeHCKa (DYHKIIMOHaJTHa TpoLieHKa. JleteTo
VIMasio 3a6aBeH MOTOPeH Pa3Boj, CO 3aMop 1 MYCKY/THA OOTKa BO Tek Ha BesKOarbe T MOZIONTo ofiethe. Hema-
J10 eMU30/1 Ha MUOTTIOOMHYPHja BO TeK Ha BeXKOAkbe Wk BO TeK Ha (heOprHy Gonectr. HeBponomKuor mpe-
T7Ie]] TOKayKa TPOKCMMATHa MyCKy/THA crtadocT. CepyMcKaTa KpeaTHH KiHa3a 1 CepyMCKOTO HIBO Ha JTaKTa-
i1 Gea Hajl HopMaHuTe rpaHuiy. CepyMCKUOT Mpoduy Ha Al KapHUTUHU Oellle HopMaieH. Kpatkure
dyHKImoHAHY TecToBM Kako 10 MeTpu ofietbe/Tpuarbe rokaskaa ypezru pesyntari. Nord Star Ambulatory
Assessment - TECTHPAETO MOKayKA MOTEIKOTN BO PAMHOTEKATa 1 TIpK CKoKarbe. COMHEHHe 3a BpofieHa
MUOTIATHja Ce TIOCTABY T10 M3BEJIyBakhe Ha TOIONroTPaeH (hYHKIMOHATIEH TeCT — 6-MUHYTHIOT TeCT Ha OfieHhe
Kora MoMMHaTaTa JicTaHa bellie 327 MeTpH co yeropyBarbe i 3amop. EnekrporeBpomuorpacujata i exo-
KapayorpabujaTa Kaj IeTeTo MoKakaa HoOpMaHu Haof. [[ujartosata Getiie MOTBPZEHA CO CEKBEHIOHN-
pame Ha CPT Il reHoT co peructpuparse Ha ¢.338C>T (p.Serl13Leu) myratmja Bo XoMo3urotHa opma Koja e
kapakrepuctiuna 3a CPT 11 pechuur.
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Abstract

Diagnosis of rare inherited neuromuscular disorders is sometimes delayed due to variations in
time of onset, different clinical appearance and limited diagnostic possibilities. The management
of patients starts with neurological examination, followed by specific laboratory tests and
neurophysiologic assessment. In the era of molecular medicine, molecular biology tools are
useful in avoiding some of the invasive investigations such as muscle biopsy. We present a hoy
with a mild form of metabolic myopathy due to carnitine palmitoyltransferase 2 deficiency
diagnosed upon timed functional assessment. A child had delayed developmental milestones,
associated with fatigue and muscle pain during exercising and longer walks. There were no
episodes of myoglobinuiria during exercise or during febrile illnesses. Neurological examination
reveled proximal muscle weakness. Serum creatine kinase (CK) and serum lactate were above
normal limits. Serum acylcarnitine profile was normal. Short timed functional tests such as
10 meters walk/run test showed normal results. Nord Star Ambulatory Assessment showed
difficulties in balance and jumping. Diagnosis of myopathy was suspected after performance of
6-minute walk test, when the passed distance was 327 meters with slowing and fatigue. EMG and
echocardiography were within normal range. Diagnosis was established by sequencing of the CPT
IT gene which revealed ¢.338C>T (p.Serl13Leu) mutation in homozygous form as characteristic
CPT II deficiency profile.



Bosep,

BpopeHuTe MUOITAaTUM KOU Ce YCJIOBEHU CO
MeTabO0JIMUKK HapyIIyBamba MOJKe JIa ce Ma-
HudecTrpaaT co MPUMAPHO jacHa KIMHNY-
Ka CJIMKa Ha MYCKYJIHa C/1ab0CT, [IOMaJl CTe-
IIeH Ha BOJIEBU [BIUKEHha U 3aI0LIHYBabhe
BO MOTOPHMOT pa3Boj. Hajreuikure dpopmu
MTOKayKyBaaT CePUO3HO HaPYIIVBaihe Ha MO-
TOpHUTe (PYHKIUU [0 CTeeH Ha MHBaJIM-
OUTET U paHa cMpTHOCT. Bo Hajbsara dop-
Ma MOjKe Jla ce MaHu(peCcTHUpaaTr co 3aMop
I10 OINTOBapyBake, MYCKY/IHU KPaMITU WIN
bonka. Toa ce aBTO30MHO pelleCUBHO Ha-
cilefHU OolecT Kou ce MaHugecTUpaar
co medUlUT WM KOMIUIETHO OTCYCTBO Ha
€H31MU KOMIIITO y4eCcTByBaaT BO MeTabo M-
3MOT Ha jaryiexuapaTuTe Wi Macture. EH-
3SUMCKUOT JedULIUT YCIIOBYBa HaMaJTyBamhe
Ha KOJIMYEeCTBOTO Ha afieHo3uHTpudochat
(ATP) Bo MyCKy/IMTe, IITO 3HAUM HaMasieHa
eHepruja 3a MYCKy/IHaTa aKTUBHOCT. ITpu
cocTojou Ha 3rojieMeHa IoTpeba o eHep-
rvja ce MPOBOIMPAAT MYCKY/THU KPaMITi U
MUjajIrThja TIOpajii HeJIOBOJIHA eHepreTcKa
riotkperia. [lopagu Op3uoT Karaboir3am
Ha jarjexujipature, KpaTKu Op3u M UH-
TEH3MBHM aKTUBHOCTM T'M IIPOBOLIpaaT
CHUMITTOMUTE Ha HEKOMIUIETHHOT jarjiexu-
mpateH MmeTtabosnm3aMm. Kaj medexkture Bo
MeTabo/IM3MOT Ha MAacTH, CUMIITOMUTE Ce
IIPOBOLIPAAT CO MPOJIOHTMpaHa MYCKY/IHA
aKTUBHOCT M KOHTHHYHMpaHa IMoTpeba of
eHepruja. Kaj cute MeTabO/IMUKO YCIIOBEHU
MYCKV/IHA 0OJIeCTH, IIOKpaj 3ro/IeMeHOTO
HIBO Ha KpeaTuH (poccorunHaza (CPK), ce
jaByBa M MUOTTIOOMH BO CEPYM M YpPUHA KaKO
merpajiallioHeH IPOAYKT Ha eKCIleCHBHa
MYCKYJIHa aKTUBHOCT. HeroBo BUCOKO HUBO
IIpeTcTaByBa OITOBapyBale Ha IJIOMepYy-
JIAapHUOT ariapaT X BO3MOKHO € JIa JOBefe
II0 aKyTHa OyOpeskHa MHCY(bULIeHIIja T10-
pajy eKcliecuBHa pabmoMuonusa. PeHasiHo
OILITETYBahe Ce CIIpeuyBa Co Xupalyja Ha
MALMeHTOT CO AWIVLIdja U aJIKaJIMHu3alija
Ha ypuHarta. [ToTpebHa e BHUMAaTe/IHA Hera
Kaj (beOPWIHU COCTOjOM W TIpU IIOTOJIEM
usmuky Harop'?. KapHUTHH MaIMUTOJTNI
TpaHcdepasa € eH3UM KOjIITO yJecTBYBa
BO MeTabO/IM3MOT Ha MacCHHUTe KUCEeIMHU
BO MUTOXOH[PUUTE, CO TPAHCIIOPT Ha KOM-
IUIEKCOT alleTW1I KOeH3uM A — MacHa Kuce-
JIMHA TIPEeKy MUTOXOHJIpUjasTHaTa MeMoOpa-
Ha 3a Jja yuecTByBa BO OeTa- oKcuzallijaTa
Ha MacHUTe KucenuHu. HepocTaToKoT Ha
OBOj €H3UM Ke JIoBefie [I0 He[IOBOJIHA WU

oTcyTHa TpaHchopMaliija Ha allil KapHU-
THH BO alli/1 KAPHUTUH €CTPU TTOPaJu IITO
HacTaryBa HUBHA 3a/IpIlIKa BO MYCKY/IUTE’.

['eHOT O/iIrOBOpEH 3a CMHTe3a Ha KapHUTUH
rasmuton TpaHcepasa 2 (CPT 2) ce Ha-
ora Ha 1p32 xpoMo30MOT. MyTalii1 BO OBOj
r'eH JIoBeJlyBaaT 10 HeJIOCTAaTOK Ha €eH3HMOT,
KOj MOjKe J1a ce MaHM(pecTrpa BO 3 KJIIMHUY-
K1 (hOpMHM 3a KOM Ce OJITOBOPHU Pa3/INYHU
MyTaLm>*,

Muornarckara opma ce jaByBa BO PaHOTO
IIETCTBO CO TI0jaBa Ha MYCKYJIHa CJ1Iab0CT U
00JIKa MpU TO0JITO OITTOBapyBame. Bpej-
HocTtuTe Ha cepyMcKaTta CPK ce ypermHu BO
MUWPHU NEPUO]IU; IOKaUeH! BO MEPUOIU Ha
onToBapyBame co (PU3NUKa aKTUBHOCT WJIN
nHQPEKIMY KOU ce MaHu(ecTrupaaT Cco I10-
KaueHa TeMIiepaTypa’*.

[Tokpaj HaBefeHWTe OMOXEMUCKUA Map-
Kepu W eneKTpoU3UOJIONIKUTE HUCITUTY-
Bama - ejleKTpoHeBpomMuorpacduja (EMI),
BO MPOIEHKaTa Ha TTPUMapHUTE MYCKYITHU
3a00/TyBarba ce KOpHUCTAT (PYHKIIMOHAHU
BPEMEHCKU TECTOBU KOU ja KBAaHTU(DUIIMPA-
aT MYCKy/THaTa akTUBHOCT. TakBU ce Kpart-
KUTe TeCTOBU KOU OJTpe/iyBaaT BpeMe 3a Koe
TMAaleHTOT MoMUHyBa 10 MEeTpU Co ofiere U
Tpuame. BpeMeHCKUOT GOwers-oB TeCT U
Nord Star Ambulatory Assessment ja rmpu-
KayKyBaaT MYCKY/THaTa akTUBHOCT Ha Ofipe-
IIeHU MYCKYJTHU I'PYTIN.

[IlecTMUHYTHUOT TECT Ha OJIeHhe e BaJIU/IU-
3upad Bo 2002 roguHa o, AMepUKaHCKOTO
pecrnupaTopHO 3IpyKeHue ITIpU Ciieflethe
Ha ITalleHTUTe CO Iy/IMOHAJTHA XUIepTeH-
3yja (kpurepuymu Ha American Thoracic
Society). Ce mmpuMeHyBa U Kaj ITallIeHTU CO
Telka ¢opMa Ha CpLeBo U 0eloapoOHO
OILITeTYBalbe, Kaj OOJIHM CO OMNCTPYKTHBHA
6enonpobHa 6onect u actMma. Kaj maryen-
THUTE CO HEBPOMYCY/THU 0O0JIeCTH € UHAWLIN-
paH 3a perucrpaiiyja Ha MOTOPHUOT CTaTyC;
ce ofpenyBa Op3WHA W U3OPKJIMBOCT TTPU
MUHYBAleTO Ha [IMCTaHIla 3a OjIpelleHO
Bpeme>°,

Criopej; THCTPYKIIMKTE HA UCITUTYBAYOT, Ha
KOPUJIOpP Ha TBpjia IMOJyIora BO JIOJDKUHA
o1 25 meTpu ce o 6 MUHYTH CO HOpMaJI-
Ho Temrio. [Ipeq TecTOT ce U3BeJlyBaaT aH-
TPOTIOMETPHCKN Mepema: TeJleCHa Te;KUHA
n3pa3eHa BO KWJIOTpaMM U TejleCHa BUCHU-
Ha M3pa3eHa BO caHTUMeTpu. Ilpen u 1o
MU3BEIEHUOT TECT ce ofipeAyBaaT BUTATHU
ImapaMeTpu: my/c (Opoj Ha yaapu BO MUHY-
Ta), OPOj Ha pecrupaly BO MUHYTA, KUC-
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JIOpO/IHA caTypalijja u3pa3eHa BO IPOlieH-
T OKCUTeHHpaH XeMOIJIOOWMH W3MepeHa
co myJIcokcuMeTpuja. Bo Hajronem 0poj of
cJTyJauTe TeCTOT ce u3BeyBa [0 Kpaj - 70 6
MuHyTU. Ce Mepu MoOMUHATaTa IMCTaHIA 3a
6 MuHyTH. [IOKOJIKY He e HCIIOJIHET TeCTOT
BO LIeJIOCT MOPajiy 11a]I, cJ1aboCT, 3aMop, ce
3a0esiesKyBa BO KOj MOMEHT e TIpeKUHAT Tec-
TOT. ITprunHM 3a MPeKrWH Ha TeCTOT MOKe
Ia ce: rpagHa OojiKa, JUCIIHea Koja He ce
cTabUIn3Mpa 1Mo KPaTko BpeMe, MYCKY/THU
KpaMITid BO Ho3eTe, Kojlebame Kaj MCIIITa-
HUKOT, Ojteuo, ciabocT. AKO ce TiojaBar
BaKBU TIOTEIIKOTUN KOU Ce MCKTYYMBO PeT-
KU, U3BeJlyBaulTe MHTEpBeHUpaaT 1 JlaBaat
TTOMOIIL.

PesynraroTr mobOueH TIpu u3BeflyBame Ha
LUIECTMUHYTHUOT TECT Ha OJIere Kaj HAIOT
cyJaj Oellle KOHK/TY3UBEH 3a MOHATaMOIII-
HaTa reHeTCKa aHa/In3a U KOHeYyHara Jiuja-
rHO3a Kaj nmaiueHToT. Llenrra Ha 0BOj Tpyz e
7la TIpUKaykeMe cJIydaj co OJiara KJIMHUJKa
cnuKa Ha muoriatcka popma Ha CPT 2 pe-

duruT.

Mpukas Ha cnyuaj

[IpuKa)kyBame MaIlKO JeTe OJ Ype-
Ha KOHTpoOJIMpaHa OpPeMeHOCT, CO HOp-
MajiHu QeTaHu [OBI)Kemha BO TeK Ha
OpemMeHOCTa U CO ypeJleH IepuHaTaeH
repuoy. IIcMXMOTOPHUOT pa3BoOj ce Ka-
paKkTepus3Mrpa Co JIeCHO 3aI0L[HYBaibhe BO
MOTOpMKaTa - I0jaBa Ha BepPTUKaIM3a-
1IMja U JIBUJKEHe CO IMOMOII KOH Cpeu-
HaTa Ha BTopara roJuHa U IPOO/IyBamke
caMocTojHO Ha 20-meceuHa Bo3pacT. Ka-
yyBame MO CKald, MOJ0JIrOTpajHa Ipo-
1IeTKa rpeau3BUKyBa 00JIKa 1 07101Bakhe
Ha aKTUBHOCTH.

Ha 6-roguinHa Bo3pacT MOMUYETO uMalle
HopMaJieH (pU3UUYKU pacT, CO aHTPOIIO-
MeTpUCKM KapakTepuctuku TT Ha 75-
™ nepueHTua, TB Ha 60-Tu mepleHun
3a Bo3pacTa. COMaTCKMOT CTaTyC KaKo
M CTAaTyCOT II0 OpraHu W cucTeMu Oele
ypeneH. Of1 HeBPOJIOIIKUOT CTaTyC: Kpa-
HUjaJIHUTe HepBU Oea CO ypeleH Haol,
KOMVHHUKalljaTa U KOrHMIIMjaTa Oea
COOJIBETHU 3a Bo3pacTa. [leTeTo umaiie
HOpMaJIHa MoJjio}Kba Ha TeJIoTo BO TPOcC-
TOp, CTAOUJIHO CToeme W ofiewme. Myc-
Ky/JlHaTa cujia Ha TOPHUTe U JIOJTHUTe
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eKCTpeMUTeTH u3HecyBalle mery 4 um 5,
HeIlITo rocsiaba Ha IMPOKCUMAaTHUTE MYC-
Ky/THU rpyru. TeTuBHUTe pediiekcu Oea
ypegnu. TecToBuTe 3a MOBpIIEH U JIjIa-
OOK CeH3UOWINTEeT U KoopauHaliija Oea
YpeaHu.

MHuujasiHuTe pa3BOjHM UCIIMTYBama
MOKa)KyBaa eUIIUT caMO BO MOTOpHA
chepa, momeKa MeHTaJIHUTE KarlaluTe-
T Ha JereTo Oea ypegHu. CepyMcKOTO
HuBo Ha CPK Oeire Haj ropHaTa rpaHu-
11a Ha HopMmasia (220 IU/l mpu rpanutiu
on 80 mo 160IU/1). JlakTaTuTe BO CepyM
nsHecyBaa 2,2 mmol/l (0,5-1,8 mmol/l).
BakBuTe OMOXeMUCKU MapKepu VKaxkKy-
Baa Ha MpUMapHO MYCKYJTHO 3acerarbe.

KapHUTMH M amua KapHUTUH ITPOUII
BO CepyM cIlope]i TaHJleM Mac CIIeKTPO-
MeTpuja Oea ypegHHU.
EnekropHeBpoMuorpadujaTa rmoKayka ype-
Ha BoJieBa KOHTpaKIiiija Ha MyCKYJIUTe, CO
ypeaHa CIIPOBOJJIMBOCT Ha CEH30PHUTE U
MOTOPHUTE UCTIUTYBAaHU HEPBU.

Co 11en f1a ce MpoILleHU MYCKyJIHaTa cusia
Y U3JIP;KJIMBOCT IIPU OIITOBapyBaihe Oea
CIpoBeJleHU BpeMeHCKU (QYHKIIMOHATHU
TeCTOBU.

ITaTeka Bo go/bkuHa o 10 MmeTpu Oelile
IIOMUHATa 3a 5 CeKYHU CO OJiere U 3a
3 CeKYHIM CO Tpuamwe - ypeaHu Op3UHU
IIOKOJIKY ce cropejiaT co OHHe Kaj gelia
Ha MCTa BO3pacT U HOPMa/JIHU MOTOPHU
IIoCTUTaha.

BpemeTpaeme 3a usBefiyBame Ha Gowers-
OBUOT TeCT (BepTUKa/IM3alija O jie;KeuKa
T10JI0K0a) U3HECYBIIIe 3 CeKYH/IU.

Nord Star Ambulatory Assessment -
TECTUPAETO IMOKa)Ka MOTEIIKOTUU BO
paMHOTeKaTa U IMPU CKOKAmeTO.

H_[eCTMI/IHYTeH TeCT Ha oiemhe

Ha obGerneskaHaTta nateka jiosra 25 MeTpu
ce perucTtpupailie OO/LKUHATA Ha MOMU-
HaTaTa JUCTAHIA OJf CTpaHa Ha HAIIUOT
MalyeHT 3a BpeMe ofi 6 muHytu. [lomu-
HaTaTa AUCTaHIla KW3HecyBalle 327 Me-
Tpu. Ilo nmpBUTe 2 MUHYTHU O] TECTOT Ha-
CTalu 3aMOpP U HeJIarogHOCT BO JJOJTHUTE
eKCTpeMUTeTH 3apajy IITO TOj Oelle
3aBpIIEH CO TOCTEeNeHO YCIopyBawke Ha
IBWKEWHeTOo OJ] MpBaTa [0 Liectarta MU-
HyTa. [loMUHaTUTE OUCTAaHIIM 3a CeKoja
MUHyTa M3HecyBaa 75...68...59...50...42...
33-M/MUH.



Tabena 1.

,D,I/ICTaHLI,a BO MeTpU NOMMHATa 3a ceKoja MWHYTa Npu 6-MVIHYT€H TeCT Ha oaere

MunyTu 1 2 3

4 5 6

MeTpu 75 68 59

50 42 33

Tect 6 - MUHYTH OfieHe
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FpachukoH 1.

OB0j Hao/1 MOTBP/IU MMOTEHLIMPaHa MYCKYJI-
Ha 3aMOPEHOCT ITPeKy HaMaJyBambeTo Ha
Op3uHaTa Ha OJIere CO CceKoja cjiegHa MU-
HyTa. CMeTajK1 ro OJIeHeTO II0 XOPHU30H-
TaJIHa TI0JI/Tora KaKO CeKOjIHeBHA aKTUB-
HOCT, HAOJIOT HacodyBallle Ha MMpUMapHa
MYCKy/IHa 0O0JiecT co eHepreTcku pedu-
LIUT U cjlabeere Ha MOTOPHaTa (byHKIIMja
IpU TTPOJIOHTUPAHO OITTOBapyBame. Bak-
BU KapaKTepPUCTUKU HMaaT IpUMapHUTE
MMOTMIATUM KOU Ce JO/LKAT Ha JlepeKTHU BO
€HepreTCKUOT MeTaboJIM3aM ITopagu IITO
HCIIMTYBamaTa ce Hacourja BO IpaBel] Ha

Ouckycuja

[TocrojaT 3 deHoruricku dopmu Ha CPT
II pedwurut: nerajsiHa HeoHaTajiHa dop-
Ma, TellKa MH(aAHTWIHA XeIlaTo-Kapauo-
MYCKyJ/IHa hopMa U KJIaCUYHa MHUOIIATCKa
dopma. Cure Tpu opmu Ha Oojiecta ce
Tlo/KAT Ha MyTallii BO TEHOT JIoLMpaH Ha
1p32 xpomo3omoT, a ce MaHudecTUupaaT
criope]i pasjIMUHOTO Pe3UyalHO CEepPyM-
cko HuBo Ha CPT Il 1 KamauuTeToT 3a OK-
cyjialivja Ha MaCHUTe KUCeJTMHI®,

JleTa/tTHaTa HeoHaTaJHa cbopMa ce MaHu-

MUHYTU

,D,I/ICTaHLI,a BO METPM NMOMUHATa 3a ceKoja MUHYTa npu 6-MI/IHYTeH TeCT Ha ogeme

redHeTCKH1 yCJIOBEHU MeTabOoIMUKK MUOIIa-
THUUN.

Ce mpucTanu KOH MOJIEKy/JlapHa aHau3a
Bo ['eHeTcKaTa jtaboparopuja Bo MaKe10H-
CKaTa aKaJlemMuja Ha HayKu U YMETHOCTU.
Co ananum3a Ha CPT Il reHOT ce mokayka My-
tarujara c.(338C>T); (338C>T) (p.Ser113Leu)
BO XOMO3UTOTHa (hopMa Kaj IeTeTo Kapak-
tepuctuuHa CPT II 3a mecburiur. Obara po-
nutenu Oea XeTepo3UToTH 3a UCTaTa MyTa-
1yja.

decTupa co 3HayajHa MYCKyYJ/IHa CJIa0OCT,
MMOKapuoIlaThja, HEKeTOTUYHA XUIIOr-
JIMKeMuja U OypeskHa mucreHesuja (OMIM
608836).

Temkata wuH(paHTUIHA XeraTo-Kapauo-
myckyiHa dopma (OMIM 600649) ce ma-
HU(eCcTHpa CO My/ITUOPTaHCKO 3acerame 1
CO BHCOKa CMPTHOCT BO IIpBaTa rojiiHa of
JKUBOTOT.

Knacununata muonarcka dopma e pesa-
TUBHO OEHUTHa Cropej, CBOjOT KIMHUU-
KU TeK. Ce MaHu(ecTUpa Co enu3ou Ha
MYCKYJIHa cJIaboCT U pabaoMuosn3a mpu
Harop U (peOPWIHOCT. 3a OBOj TUIT MU-
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oraTyja e KapaKTepuUCTUYHa MyTaliijaTa
¢.338C>T (p.Serl13Leu), Koja ce TOTBPAY-
Ba KaKO HajuecTa O] BPOJeHUTe ITPUUNHU
3a paboMuoIr3a 1 MUOrI00uHypuja. Bo
HOpMaJIHa CeKOjIHeBHa aKTHUBHOCT IIa-
LIMeHTUTe MMaaT ypeJlHa MYCKy/JIHa CHUIa
1 HOpMaJIeH OIlcer Ha aKTUBHOCTU. [Ipu
HUBHO IIOJIOJITO Tpaeme WU IIPU Harlop
MO3Ke J1a e TIpoBoLpaaT O0JIKH, CJIaboCT,
a MMpy 3HaYaeH Harlop Uiu O60IecT MoKe
Ila ce jaBU MUOTIOOMHYpUja. Padbmomu-
olr3a MOjKe Jla Oujle mpegu3BUKaHa Off
ITpOJIOHTrUpaHa  (pU3NUKa AaKTUBHOCT,
IIOJITO U3JI0’KyBatbe Ha jaJHo, (heOpUsTHa
OoJecT WM MOJOJITO TJIajlyBalbe Kajle ce
jaByBa MoTpeba oji 3rojieMeHa OKCHUa-
1I1ja Ha MaCHUTE KUCEJIMHU U eKCI[eCUBHO
ocsiobojqyBame eHepruja. Iloyecto e 3a-
cerHaT MaIlIKuoT nos (80% op ciayuauTe).
HuBoto Ha cepymcka CPK Moske ma bupe
HOPMAaJTHO WJIM YMEPEeHO 3rojieMeHO MpU
enu30/I1 Ha OTITOBapyBame. AT KapHU-
TUHCKUOT ITpoUJT MOsKe Ja Ouie HopMa-
JIeH WIN CO TTPOMEHEeT COOJIHOC Mery I1ajl-
muton1 KapautuH (C16:0) u (C18:1) oneun
KapHutuH (C18:1). EMI' HaoguTe BO paH
Tepuro; MosKe Jia ce YPpeaHM 3a ITOJO0IIHa
Ila ce MojaBaT MHOIIATCKU MpoMeHU. Kaj
60-80% op ciydyauTe IpU MYCKYJIHA Ou-
oIlCHja ce HaoraaT 3HaYajHu MH(UITpaATH
OJl MaCTU BO MYCKYJTHOTO TKUBO”8.

Bo HammoT cnyuaj Oellle MNOTBpjeHa
¢.338C>T (p.Serll13Leu) myTrauujaTa, HO JI0-
cera He ce PeruCTpUpaHu enu3001 Ha MU-
oryoOuHYpUja HUTY TTpU (DeOPUITHU COCTOj-
6u, HUTY ITpU (PU3UUKO OITTOBapyBame. Kaj
eBpoIICKaTa moIyanyja (KaBkacka) CPT
II myramujata ¢.338C>T (p.Serl13Leu) ce
MmaHudectupa pabdbgomuosmsa Kaj 60% o
ciyyauTe®. Bo JarioHuja HajuecTa MyTalyja
e F383Y10.

HapymryBatbaTa BO MeTabOIM3MOT Ha
MacCTH, TTIOTOYHO AeULIUT Ha eH3UMU KOU
yJecTBYyBaaT BO OKCHMI'eHallydjaTa Ha Mac-
HUTEe KUCEJIMHU Ce PeTKU cocTojon. Hema
obOjaBeHH MMOIATOLM 33 TOUHA MHLIMAEHIIYja
Ha Oosiecta Bo EBporia uiy peruoHoT, HUTY
BO CcBeTOT. Bo MaKkeJioHMja BO MOMEHTOT Ce
cefaT yire 2 cydau co MUoITaTcKa op-
ma Ha CPT 2 pedunur. 3aeJHO CO HAIIKOT
cJIy4aj cuTe 3 ralyeHTH uMmaat O1ara op-
Ma Ha 0OojiecTa, CO TIOBpeMeHU MYCKYJTHU
KpaMIIU; Kaj eJIeH o7 HUB Ce PEeruCTpUpaHu
eNnu30/IM Ha MHUOIVIOOMHYPHja KOU Ce Tpe-
TUPAAT BO XOCIIUTATHU YCIJIOBHU.

16

3aKknyuok

Bo gujarHosara Ha MeTabOIMUKUTE BPO/Ie-
HI MYCKY/THU HapyIIyBaiha 3HauajHu ce 1o-
IaTOLIUTe O aHaMHe3aTa 3a IIPOorpecruBHa
ciaboct, 3aMop MpU (PU3UUKU HAIIOP, MYC-
KY/IHU Kpamiii, Muorioounypuja. Co yHK-
LIMOHAJIHUTE TeCTOBU Ha OITTOBApPyBamheCco
CeKojaHeBHa aKTUBHOCT, Ha HEMHBa3MBEH
HaulH MOKe Jja ce MPEeTIIOCTaBU HapylIy-
Bambe BO MeTabOIM3MOT Ha jarjiexupaTi-
Te (IIMKOreHO3M) WM MacTuTe (KapHUTUH
IeduLnT) 1 a ce JOOKe HaCcOKa 3a IToHaTa-
MOIIIHA AWjarHOCTAYKA IOCTaIlKa. broxe-
MUCKUTE MapKepu 3aeJHO CO HeBPO(H3UO-
JIOIIKUTE UCIIUTYBamha 1 (PYHKLIMOHAIHUTE
BPEMEHCKU TeCTOBU (6-MUHYTHUOT TECT Ha
ofielhe) MOKe Jla [IOMOTHAT BO JIOHECYBaibhe
3aKJIVUOK M HacouyBake KOH MOJIEKY/IapHa
TIOHaTaMOIIIHA [TOTBPZA Ha BpojieHaTa Me-
TaboJIMUKa MuoIiaTuja. [eHeTCKUOoT JoKas,
3a€/IHO CO ITPEeTXOJHO HaBeJeHUTe UCIIUTY-
Baiba, ja MCK/IydyBaaT roTpebaTa ojf MHBa-
3UBHU MPOLIEIYPU, KAKO Ha IIPUMEpP MyC-
KyJIHa Ouroricuja.
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