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ABSTRACT

Mutations in TCAP gene cause autosomal recessive limb-
girdle muscular dystrophy type 2G (LGMD2G), congenital mus-
cular dystrophy and autosomal dominant dilated and
hypertrophic cardiomyopathy. We studied 18 affected individu-
als from 12 pedigrees, belonging to a Bulgarian Muslim minority
from the South-West of Bulgaria, homozygous for the c.75G>A,
p. Trp25X mutation in TCAP gene. The heterozygous carrier rate
of p.Trp25X among 100 newborns in this region was found to
be 2%. The clinical features in the Bulgarian TCAP group in-
clude disease onset in the first to the third decade of life, proxi-
mal muscle weakness in the lower limbs, followed or
accompanied by difficulties in ankle dorsiflexion and involve-
ment of the proximal muscles of the upper limbs 5-9 years after
the disease onset. Asymmetry between left and right was present
in more than 20% of the affected. Respiratory and cardiac func-
tions were not affected

KEY WORDS: TCAP gene; LGMD2G; Bulgarian Muslims;
Asymmetry

PE3IOME

Mymauuume B8 TCAP 2ena o0ycaaBsim pazBumuemo na aB-
mo3oMHo-peuecuBia ¢opma na Ilosic-kpatinuk myckyana
gucmpodust - mun 2G (ITKMJ2G), Bpogena myckyana gucm-
podust u guaamamuBra u xunepmpoduuna kapguomuonamusi.
M3caegBanu ca 18 3aceanamu unguBuga om 12 cemeticmBa,
npunagaekawu koM emnuuecko MaauuncmBo 6bazapo-Moxa-
Meganu om FOzozanagna bvaeapus, xomo3uzomu 3a Myma-
uusima c.75G>A, p.Trp25X B8 TCAP zena. YcmanoBu ce,ue
yecmomama Ha nocumeacmBo nHa p.Trp25X mymauusima cpeg
100 noBopogenu B mo3u peauon e 2%. Kaunuunume ocobe-
Hocmu npu 6bazapckume nauyuenmu BkalouBam nawaao na 3a-
60asBanemo npe3 Bmopo-mpemo gecemuaemue, npokcumasna
myckyana caabocm B goanu kpatinuuu, nocaegBana uau npu-
gpy*kaBana om 3ampygnena gop3aana ¢paekcust Ha cmbnasomo
u 3acsizane Ha npokcumasHume Myckyau Ha 20pHume kpatinuuu
5-9 20guHu cAeg HauaAOmMo Ha 3abo0asiBanemo. Tuxameanume
u copgeunume ¢ynkuuu He ca anzaskupanu. Om gannume om
MPT myckyaume na goanu kpatinuyu npeobaagaBawo ca 3a-
ceznamu mMyckyaume B 3agnama yacm Ha masoBus nosc, 6eg-
pama u npegHnume Myckyau Ha nogbegpuuama, a m. sartorius u
m.gracilis ca OmHOCUMEAHO CbXpaHEHU.

Buaeapcka Hepoaoeus Bulgarian Neurology 72

KIIIOYOBU IYMM: TCAP 2en, ITKM/] 2G, 0ba2apo-mMo-
Xameganu

¥YBox: Teaemonunbm e npomeus, cbecmaBen om 167 amu-
Hokuceaunu, ¢ Moaekyano mezao 19 kDa, kotimo ce ekcnpe-
cupa npegumHo B ckeaemnama u cbpgeunama myckyaamypa.
Kogupa ce om gBa ek3ona 8 TCAP 2ena, paznosoken na 17q12
xpomo3oma (2). Aokaausupan Bupxy Z-gucka, moii ocueypsiBa
cBbp3Banemo Ha mumuHa C ocmaHaAume npomeuHu B Z-
gucka. Mymauuu 8 TCAP 2ena Bogam go aBmosomHo peue-
cuBna Myckyana gucmpodus mun nosic-kpatinuk 2G
(TIKM2G) (2, 4, 3, 8, 12), Bpogena myckyana gucmpodust (9),
¢ pannu cmaBuu konmpakmypu (11), u guaamamuBHa u xunep-
mpoduuna kapguomuonamust (7, 16, 17). IIKMI2G o6ukno-
Beno ce nposBsaBa B nbpBomo u Bmopomo gecemuaemue om
’kuBoma ¢ npokcumaana caabocm na goanume kpatinuuu, cb-
npoBogeHna uau nocaegBana om caabocm Ha m. tibialis anterior
u nocaegBawo anzeakupane Ha Myckyaume Ha pamMeHHUS NOSIC.
Pagko ce nabalogaBam nceBgoxunepmpodust Ha npacuume,
kpuaoBugnu aonamku u cmaBuu konmpakmypu (9). 3acybama
Ha camocmosimeAHama noxogka ce HaOalogaBa B uemBwop-
momo gecemuaemue. [IpegcmaBsme penomunnus cnekmop
na [TIKM/I 2G B 2enemuuHO XOMO2€HHA 2pyna nayueHmu, Xo-
Mo3uzomuu 3a ¢.75G>A, p. Trp25X mymauusi. 3acezcnamume
npunagaexkam kbM peauzuo3no MasuuncmBona 0bazapo-Mo-
xameganu, obumaBawu pezuona Ha CmoasiH u Pygosem.

1. KoHTHHTeHT, MaTepHaIH H MeTOIH

YemanoBenu ca ocemnagecem 6oanu (13 mobke u 5 kenu)
om 12 pogocaoBust, kamo undpopmauusima e cbOpana 3a nepuog
om 5 2ogunu. 3a ga ce npoBepu xunomesama 3a eHgeMuYHama
obaacm Ha Mymauusma c.75G> A, p.Trp25X, ca uscaegBanu
100 noBopogenu om pationa na 2p. Cmoasi u 2p. Pygozem 3a
ma3su mymauusi 8 TCAP 2ena.

IIpu nayuenmume e cbOpana undpopmauusi 3a pamusHama
aHamMHe3a, Bb3pacmma Ha HauaAo0, HauaAHUME CUMNMOMLU,
pasnpegeaeHuemo Ha MyckyaHama caabocm, npoapecusima Ha
3a00asBanemo u mekywama unBasugHocm. J[decemuma
nayuenmu ca Guau xocnumaaAu3upaHu 3a nogpodHu uzcaegBa-
Hus. Kaunuunomo uscaegBane BkalouBa nogpobna ouenka na
Myckyanama cuaa 4pe3 MaHyaaHo Myckyano mecmyBane
(MRC). Mogeabm na Myckyano 3acsieane B goanume kpaii-
HUUU € oueHen npu gBama nauueHmu ¢ Ma2HUMHO-PE30HAHCHA
momozpadust (MPT). Myckyaume na nauuenmu Ne 7 u Ne 10
ca uscaegBanu na 3 Tesla MPT (Siemens Verio). Myckyanama
Guoncust e Bzema om m. quadriceps femoris na nayuenm Ne 9.
XucmoxumuuHomo u3caegBane, Bkalouumeano Western blot ¢
MoHOkAaOHaAHO anmumsiao cpewly TCAP e npoBegeno B Vn-
cmumyma Qpugpux-Bayp, Mlonxen, 'epmanust. [TpoBegenu ca
eackmponeBpozpadust (EHI') u eackmpomuozpadust (EMI')
npu 13 nauuenmu. CbpgeuHomo 3acsizane € oueHeno npu 12
nauuenmu, BkalouBawo kaunuuen npeaaeg, npu 12 eaekmpo-
kapguozpadus (EKT'), konBenyuonaaen 2D Doppler u mo-
kanna gonaepoBa exokapguozpadust (ExoKTI'). Tuxameanama
¢ynkuus, BkalouBawa uscaegBane na Bumaaen kanauumem
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(BK), ¢popcupan Bumaaenkanauumem ((DBK) u popcupan eke-
nupamopen o6em 3a 1 cekynga (DEO1), e onpegeaena npu 11
nauuenmu. HuBama na cepymnama kpeamun kunasa (KK) ca
usmepenu npu 14 nayuenmu.

2. Pe3yaratu

2.1. I'enemuynu 0annu

ITpu 10 om cayvaume (navuenmu om 1 go 10) e naauue ¢a-
MUAHA aHaMHEe3a U gaHHu om pogocaoBromo gbpBo, nomBubp-
*kgaBawu AP mun na ynacaegsiBane. (Que. 1.) Ocmanasume 8
cayvas ca cnopaguunu. Beuuku om 3acezramume ca XomMo3u-
20mHu 3a Mymauusima c¢.75G> A, p.Trp25X. 3amecmBanemo
na TGG-kvm-TGA B kogon 25 na ek3son 1 npegBukga 3amecm-
Banemo na mpunmodan B masu nosuuus cbC CmMON-CU2HAA
(Trp25X) u Bogu nati-BepostmHo go GezcMucaeHo Meguupan
mPHK pasnag. ITpu Bcuuku cayuau pogumeaume Ha ca xeme-
posuzomnu Hocumeau. Beuuku 3aceenamu cemeticmBa ompu-
yam kpwuBnopogcmBenu OpakoBe. Twvli kamo Bcuuku
XOMO3U20mHU nauuenmu npunagaezkam kbM peAu2uo3Ho Maa-
uuncmBo om Oba2apoMoxameganu u npousxokgam om pationa
Ha CmoasH u Pygosem, nHue npegnoaazame uau kymyaamuBuu
epekmu na ucmopuuecka engoeamust uau Bucoka uecmoma Ha
HocumeacmBo 3a ¢.75G> A, p.Trp25X mymauust B masu cyo6-
nonyaauust. [To Bpeme na ckpununea 3a Mmymauus Ha p. Trp25X
B 2opecnomenamust pe2uoH Ha cmpanama, ca omkpumu gBama
Xemepo3Uu20MHU HOCUMEAU Ha Mymauusima, koemo npegcmaB-
AsiBa 3nayumeAna yecmoma Ha HocumeacmBo okoao 2% (2/100
uau 1/50) u aaeana yuecmoma om okoao 1% (2/200 xpomo-
3omu). OuakBanustm Opoii Ha XOMO3u20mMHUME navuenmu B
mo3u peauoH € okoao 1 na 2500 pogenu.
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2.2. Kaunuunu 0annu

KAunuuHume gannu Ha nauuenmume ca npegcmaBenu B
Tabauua 1. Cpegnama Bw3pacm na nauaso e 17,61 £ 5,05 20-
guHu, Bapupawa mezkgy 4 u 25 2ogunu. [Tayuenm Ne 11 e ¢ naii-
panHo HavyaAo Ha nposiBume ¢ konmpakmypu Ha axuaecoBume
cyxoXkuaus u xogene Ha npbemu, uzcaegBan Ha 4 2. Bv3pacm
cbe 3anasena Mmyckyana cuaa kom onzu momenm. ITbpBonavaa-
Hume nposiBu npu noBeuemo nauyuenmu (12/18) BkalouBam
npokcumaana myckyana caabocm B goanume kpatinuuu ¢ npo-
2pecupawa mpygaocm npu uzkauBane Ha cmbaOu u u3npaBsne
omcegHaAo noaoxkenue, nocaegBanu om 3ampygHenue npu
cmbnBane na nemu. ITpu yemupuma om 3aceznamume ce Ha-
0alogaBam egnoBpemenno nosiBuaa ce npokcumasna u guc-
maana caabocm B goanu kpaiinuuyu. ITepBonauaano u
no-mexkko 3aceanamu ca mm. gluteus maximus, gluteus medius,
aggykmopume Ha 6egpomo u m. tibialis anterior. (Que. 2A u
2B). ITpu nauuenm Nel3 kamo nepBu cumnmom e ycmanoBena
3HauumeAHa pasauka B guamemmbpa Ha AfBama u gscHama nog-
tegpuua. (Que. 2C). Tlemuma om 3acezHamume cboOwaBam
3a nbpBoHauasHo nosBuaa ce acumempuuna caabocm B gBama
kpaka. ITpokcumasnume myckyau na 2opnume kpatinuuu ce
aneaskupam 5-9 2ogunu caeg Hauaaomo Ha 3aboasBanemo.
KpuaoBugnu aonamku u Aym6aanama xunepaopgo3sa ce pa3Bu-
Bam kbcno B xoga na 3a00asaBanemo. Ckoauo3a e nadbaloga-
Bana npu egun nayuenm (Nel7) 9 2ogunu npegu nosiBama Ha
Myckyana caabocm. Konmpakmypu na 2aesenume u xunep-
mpodus Ha npacuume uma npu 16 om 18 nauuenma. Ekcmpao-
kyaaprume u auueBume Myckyau ne ca 3aceznamu. B xoga na
npoy4yBanemo 5 nauueHmu ca 3a2yOuAu camMoCmosimeAHa no-
xogka, koemo nacmbnBa npe3 yemBbpmomo gecemuaemue
cpegHo Ha Bv3pacm 35,4 £ 2,60 2ogunu, ¢ Bapuauus mexkgy 34
u 40 2oguHu.
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Queypa 1.PogocaoBust Ha pamuanume cayuau ¢ [IKMJ 2G.
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Tabauua 1. Kaunuunu gannu va nayuenmume ¢ ITIKM/T 2G, xomozuzomuu no mymavust p.Trp25X 8 TCAP 2ena.
) . =
) % T%- § % g ?ﬁﬁycaﬁ& I\ngyAHO mecmyIBaHe g
= =3 = Z g ) s B 3
S £ &5 AE £5 AsZ 28 £5 SE25E¥ 2 £8 F
(Damuanu cayuau
1 M 10 25  Tpyguo uskauBane na cmoaGu NA 2/5 245 35 710 108 61 Hopma
2 X 23 26 Tpygho uskauBane na cmwvabuu caabocm npu gopsasasa  NA 24/5 55 4/5 1421 73 70 Hopma
¢aekeust na cmbnasomo
3 M 14 61 Tpygho uskauBane na cmwvadu 34 0/5 0/5 1/5 NA NA NA NA
4 M 16 39 Tpygho uskauBase nHa cmwvaOuu caabocm npu gopsasta 40 0/5 0/5 1/5 NA NA NA NA
daekeus Ha cmbnaAOMo
5 M 16 51 Tpygro uskauBane na cmbaGu 35 0/5 0/5 2/5 3 NA NA NA
6 M 17 61 Tpygro uskauBane na cmbaGuu caabocm npu gopsaana 34 0/5 0/5 115 NA NA NA NA
¢aekeust na cmbnasomo
7 M 1 31 Tpygho uskauBate na cmwvadu NA 2/5 55 3/5 1487 93 75 Hopma
8 X 18 24 Tpygho uzkauBate Ha cmwvaOu NA 2/5 4/5 3/5 82 NA NA NA
9 M 2 2 Tpygho uskauBaue na cmwvabuu caabocm npu gopsaaa  NA 3/5 55 4/5 976  NA 61 Hopma
daekcus Ha cmbnaAOMo
0 X 25 34 Tpyguo uskauBane na cmvabu NA 0/5 15 3+4/5 411 87 67 Hopma
Cnopaguusu cayyau:
1. M 4 18 Konmpakmypu Ha 2ae3ena, xogese Ha npbemu NA 3/5 4/5 4-/5 330 59 67 Hopma
2 X 16 17 Tpygno uskauBane Ha cmobAdU NA 5/5 4+/5 45 922 86 65 Hopma
3 X 16 17 Acumempust ¢ xunepmpodust Ha gscHa nogbegpuua NA 3+/5 45 4+/5 702 70 68 Hopma
3 X 2 23 Tpygho uskauBate na cmwvaOu NA 2/5 4+/5 45 520 99 76 Hopma
4 M B8 26 Tpygho uskauBate na cmbaOu NA 35 55 3/5 1281 92 68 Hopma
5 M 18 30 Tpygho uzkauBate na cmwvadu 34 0/5 0/5 215 NA NA NA NA
6 M 2 23 Tpygho uskauBaue na cmwvaOu NA 2/5 4+/5 45 5290 99 76 Hopma
17 X 23 24 Tpygho uskauBate na cmwvaOu NA 4/5 55 4/5 479 59 70 Hopma
18 X 24 29 Tpygho uskauBate na cmwvaOu NA 2/5 3/5 4/5 43 93 65 Hopma

Queypa 2. 2A Kaunuuen ¢peromun sa nauuenm 1 na 25 2.8., xomo3ueom 3a ¢.75G > A, p.Trp25X.2A. Xunompoduu Ha Gegpenume Myckyau, m. tibialisanterior,
gBycmpanen nec ekBunoBapyc, no-uspasen B gsicro. 2B. KpuaoBughu aonamku. xunepmpodust va nogdegpuuume. 2C. Acumempust mekgy a18a u gsicna
nogbegpuua npu nayuenm 13c pazauka B guamempume om 3 cm.



cenmemBpu 2019

Buazapcka HeBpoaoeus: Bulgarian Neurology 75

(Queypa 3. MPT na myckyau na mazoB nosic u goanukpaiinuyu na naguenm Ne 10 (3K), na 39 2.8. 3A. T1 akcuanen cpe3 na nubo Gegpa — mexkka ampodus na
mm. glutei minimi, medii, maximi u mm piriformi, cpegnomezkka cmpodgust na m. Ileopsoas. 3B. T1 akcuaaen cpe3 na nuBo Ha gBeme Gegpa - Mercuri score 4 - kpaen
eman Ha 3acsizahe Ha npegrume u 3agnume omgeau. Myckyaume ca 3amenenu cbe cheguHumeAna u Macmua mokan. Mm. vastus medialis u lateralina aeBust kpak
ca no-maako 3aceznamu. OmuocumeAno 3ana3Bate na m. sartorius u gracillis u kbcama 2aaBa na m. biceps femoris 3C. Beuuku mMyckyau ¢ uskalouenue na
m. flexor digitorum longus B gsico ca cuspasenamacmua geaenepauus. B a18a nogbegpuua e nasuue mexkka ¢pudpo-macmua 3aMIHa Ha AHMEPOAAMEPAAHUS OMJeA
um. soleus, a 8 cpegrama 21aBa ra m. gastrocnemius ce HadalogaBam parnu Gubpomacmuu npomenu. 3D. Fat Sat na gBama goanu kpaka - Muoegem Ha
m. tibialis posterior, Aamepaana 2aaBa na gBama mm. gastrocnemii u Meguaasama 2aaBa na aeBust m. gastrocnemius.

2.3. Myckyano uzoopazaeane, NCS u xucmonamosozus

Hannume om MPT u3caegBanemo Ha maszoBusi nosic u
goaHu kpaiinuyu na gBamama nauuenmu, Ha Bv3pacm 35 (Ne7)
u 39 2. B (Ne10 ) caegBa egun u cbwy X0g Ha 3acsizanemo ¢ aeku
pazauuus B meskecmma, Beposimuo cBbp3anu ¢ noa, Beapacm
u eman Ha 3a60oas8anemo. B maszoBama obaacm ce omuumam
meXkku gezenepamuBHu usMeHenust cbC 3amsiHa Ha Myckya-
Hama ¢ MacmHa mbkan u ¢ubposa gBycmpanno B 3agnama
yacm, BkalouBawo anea’kupane na mm. glutei minimi, medii,
maximi u mm. piriformi (Que. 3A). M npu gBamama nayuenmu
nati-meskkume npomMenu ca B npegnama u 3agnama 2pyna Myc-
kyau na 6egpama (Que. 3B). B obaacmma na nogbegpuyume
€ nHaauue AsBo-gscna acumempusi ¢ no-mexkko 3acseane B
gscno (Que. 3C, 3D).

EMI uzcaegBanemo gemoncmpupa MUO2€HHU NPOMEHU C
HuckoManaumygHu akuuoHHU nomenuuaau, 6e3 ganHu 3a 3a-
cseane Ha nepudepHu HepBu.

Myckyana 6uoncus, B83ema om m. quadriceps femoris, ge-
MOHCmpupa yMepeHa 3aMsiHa Ha MyckyAHama ¢ MacmHa u cbe-
gunumeaHa mwbkan, Bapuauus B pa3mepa Ha MyckyaHume
Baakna u uenmpaano pasnoaoxkenu sgpa. Ilpu egunuvnu
Baakna ca naauue Bakyoau u nemaaunoBu npwuku. Psigko ca
nabalogaBanu Hekpo3sa u pazouumosa.

VmynoxucmoxumMuuHume u3caegBanust nokazBam HOpMaA-
na peakuus 3a mpume gucmpodunoBu enumonacapkozaukanu
(aada, bema, 2ama, geama), geamuH, kaBeoaun, gucpepaun u
emepun. Western blot anaauzbm, u3Bopuwen ¢ 20 kDa Monok-
AoHaaHO anmumeao cpewy TCAP nokaszBa nbano omcbemBue
Ha npomeuna npu nauueam Ne 9.

2.4. Cvpoeuno u ouxameano 3acszame

Cpegnama cbpgeuna uecmoma Ha nauueHmume e 79 £ 6

ygapa B munyma, cpegHomo cucmoAHo kpbBHO Haasieane -
118 £ 8 mmHg u cpegnomo guacmoano - 79 + 5 mmHg. He ca
peaucmpupanu pumbMHU U npoBogHu nHapywenust Ha EKT.
Exokapguozpadusima nokasBa nopmasna cucmoana ¢pynkuust
cbe cpegha ppakuust Ha usmaackBane 67,75 + 4,65%. ITapame-
mpume Ha guacmoAHama ¢ynkuus cbwo ca B pepepenmuu
2panuyu. Hsama gannu 3a aeBokamepna xunepodust. [luxamea-
Hama ¢ynkuust e 3anazena npu noBeuemo navuenmu. IIpu ue-
mupuma om 3acezHamume ¢ Bb3pacm 17, 18, 18 u 242. (Ne 2,
Ne3, Ne13, Ne17), ce nabalogaBa acko uspasena pecmpu-
kmuBna guxameana caabocm. Cmotinocmume na CK ca noBu-
wenu 2 go 25 nbmu Hag 20pHamMa 2paHula Ha HopMama.

3. O6cnxane

Hacmostwiomo u3caegBane na 6bazapo-moxamegancku ce-
MelicmBa npegcmaBsi onucana xomo3u2omHa Mymauus
c.75G>A, p.Trp25X B TCAP 2ena, yemanoBena 3a nopBu nom
npu MoAagoBeku nayuenm, cbwo B XOMO3U2OMHO CbCMOSAHUE
(13). ToBa e Bmopama no 20aeMuHa 2pyna Om XOMO3U20MHU
nauuenmu ¢ ITKM/I 2G, ugeamu¢uyupana goceea (6, 9). My-
mauusma p.Trp25X B ekson 1 na TCAP 2ena e 6e3cmucaena,
kamo no mo3u Hayux Bogu go penomun Ha nosic-kpatinuk myc-
kyana gucmpodust cbC 3anazeHu CbpgeyHu U pecnupamopHu
¢ynkuuu (11). B pationa na 2p. Cmoasn u 2p. Pygozem cme-
nenma Ha HocumeacmBo Ha p.Trp25X e gocma Bucoka - 2%
(2/100), Beposimuo nopagu kymyaamuBrHume edpekmu Ha ucmo-
puueckama engozamust B moBa 3amBopeHo peAu2uo3Ho Maa-
uuncmBo.

KM/ 2G ce nposBsiBa B8 Bmopomo-mpemomo gece-
muaemue om kuBoma (3, 9, 10, 11, 16, 17). B nawama 2pyna
om nauuenmu, KAuHuUMHOMO HavaAo € npegumHo B8 Bmopama
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gekaga. ITpu equn nayuenm (Nel1) ce nabalogaBa no-panHo Ha-
4aao B nbpBomo gecemuaemue ¢ konmpakmypu nHa axuaeco-
Bume cyxokuaus, nocaegBano om nosc-kpatinuk mun
Myckyana caabocm, pazBuBawa ce B nepuog om 10 2ogunu. Ho-
ceaa nogoOHU cAydau ¢ Havaao B nbpBo gecemuaemue npu na-
uuenmu ¢ [IKMJ2G (5, 10, 14) u ¢ Bpogena myckyana
gucmpodus ca onucBanu cpaBnumeano psigko. Myckyanomo
3acsieale Npu Hawume nayuenmu caegBa goceza onucanusi Xog
Ha 3a60asiBanemo (1.-5.) ¢ nauaana u mexkka npokcumaana
Myckyana caabocm B goanu kpaiinuuu, nocaegBana uau npu-
gpykena om caabocm B m. tibialis anterior u no-kbcno 3acsiea-
He Ha Myckyaume B 2opnume kpatinuuu. IlceBgoxunepmpodust
Ha nogbegpuuume, kpuaoBugnu aonamku u konmpakmypu 8
2aezeHume ce HabalogaBam npu nsgkou nauuenmu. Kaunuu-
HOmMO npomuuane u mekecmma Ha 3a00AsBanemo npegcma-
Bstm unmep u unmpa-pamuana Bapuabuanocm. Acumempusima
mezkgy aeBust u gecnust kpak no omHowenue Ha MyckyaHust
guamemdbp, nbpBonauasno nposiBusama ce Mmyckyana caadbocm
u xapakmepnama naxogka om MPT ca uecmo cpewana ocobe-
nocm B nawama ITKMJI 2G 2pyna, nabalogaBana npu noBeue
om 20% om 3aceznamume. Tazu ocodenocm psigko ce Hadalo-
gaBa B npequwnu onucanus (2). [Tpomenume B8 MPT u3caeg-
Banemo na MyckyAaume npu nauueHmMume € aHaAO2UYHO Ha
onucaHume goceza cayvau (2, 5, 12). IIpu Beuuku nayuenmu ce
ycmanoBsBam cumempuunu mexkku ¢udpo-Macmuu npomenu
B 3agnust omgea Ha masoBus nosic, gokamo npegHust omgea €
no-3anasen. Myckyaume B mpume omgeaenust na 6egpomo u
m.tibialis anterior ca no-meskko 3aceznamu, gokamo m. sarto-
rius u gracilis u kecama 2aaBa na m.biceps femoris ocmaBam
OMHOCUMEAHO CcbXxpaHeHu. To3u namepn Ha myckyaHo 3acs-
2ane kopecnongupa c¢ xapakmepucmukama na myckyanama
caabocm npu IIKMJI2G. Bposim na gokaagBanume goceza
myckyanu npomenu, yemanoBenu ¢ KT u MPT npu nauuenmu
¢ IIKM/I 2G e ozpanuuen u ca HeoOXogumu no-3agbAboueHu
uscaegBanus.

B 3akalouenue, Bonpeku ue ce cuuma 3a psagko cpewana 8
cBemoBen mawad, ITIKMJI 2G e yuecmo cpewana ¢popma cpeg
ObAacapo-moxaMmeganume, kosmo mps68a ga ce uma npegBug
npu guaeHocmuuupanemo Ha makuBa nawuenmu. Bucokama
yecmoma Ha HocumeacmBona Mymauusama c.75G>A,
p.Trp25X B TCAP 2ena B masu 2pyna Haaaza cb3gaBanemo Ha
ckpununeoBa npozpama 3a nocumeacmBo cpeg moBa peauau-
03H0 MaauuncmBo, 3a ga ce npegomBpamsm noBu cayuau. Xo-
Mo3uzoznocmma Ha ¢.75G>A, p.Trp25X mymauusima e
cBbp3ana c xomo2eHHO kaunuuno npomuuaue. ITpu nsakou cay-
yau e ycmanoBeno acumempuuno myckyano anzaxkupane.
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