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Enugemuonozua Ha xepegumapHama
onmuy4Ha HeBponamus Ha Aebep

Enena MumoBa, leopeu Cme¢garoB
Wremumym no pegku 6onecmu, MaoBguB

Peslome

XepegumapHama onmuyHa  HeBponamua Ha  /\ebep
(Leber’s hereditary optic neuropathy, LHON) e mumoxoHgpuaAHa
HeBpogezeHepamuBHa 6oAaecm, 3acA2awia 3pumeAHus HepB. ToBa
e egHa om Hali-yecmume HacAegcmBeHu onMmuyHU HeBponamuu.
MpuyuHABa ce om moukoBu Mymauuu 8 MumoxoHgpuarHama JHK
U nocAegBawia mMumuxoHgpuaaHa gucyHkuua. 3aboaaBaHemo ce
xapakmepusupa ¢ 6e360Ae3HeHa 3a2yba Ha UEHMPAAHOMO 3peHue —
nocAegoBameAHo uAu egHoBpemeHHo B gBeme ouu. MpoABaBa ce B8
MAaga Bb3pacm u 3acA2a NPeguMHO MoXkKua noA.

LHON e nbpBomo KAUHUYHO ONUCAHO MUMOXOHYPUAAHO
3aboaABaHe, a B8 Hakou nybAukauuu e cnomeHaBaHo U kamo Hai-
yecmomo. I3yyaBaHemo Ha enugemuoAo2UAMa Ha Goaecmma
Ha Nebep e 3ampygHeHo. 3aboAABaHemO UMa MHO2000pasHa
MOAeKyAApHO-2eHemuYHa  xapakmepucmuka,  koamo — muopnu
HenpekbcHamo gonbABaHe. [lpu mMHOXecmBomo npoy4BaHus,
obxBawawu onpegereHU (hamuAHU koxopmu, ca u3noA3BaHu
pasHoobpasHu Bb3pacmoBu U gpyau OzpaHuyeHus, koemo e
goBeno go ompasfABaHe Ha pasauyHu dakmopu 8 emuoaozuama u
MonekyAApHO-2eHemuyHa xapakmepucmuka Ha LHON.

HacmoAwama nybaukauuA uma 3a UeA ga aHaAusupa
eNUJEeMUOAOUYHU  gaHHU 32  XepegumapHama  OonmuyHa
HeBponamua Ha Aebep u ga npegocmaBu enugemuoAc2uYHa oueHka
3a pasnpocmpaHeHuemo Ha moBa 3aboAaBaHe B8 boazapus.

KnloyoBu gymu: xepegumapHa onmuyHa HeBponamus Ha
Nebep, LHON, enugemuonoaus, MUMOXOHgPUAAHU 3a60AABaHUS
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Abstract

Leber’s hereditary optic neuropathy (LHON) is a mitochondrial
neurodegenerative disease which affects the optic nerve. LHON is
among the most frequent hereditary neuropathies caused by point
mutations in mitochondrial DNA and subsequent mitochondrial
dysfunction. The main clinical manifestation is painless central
vision loss affecting both eyes consequently or simultaneously. The
condition affects predominantly young male individuals.

LHON is the first clinically described mitochondrial disease,
mentioned as the most frequent in some publications. The study
of LHON epidemiology is difficult due to its diverse and constantly
evolving molecular genetic characteristics. Several cohort studies
have assessed individuals from different age groups and described
diverse factors causing LHON as well as its molecular genetic
specifics.

This publication aims to analyze available epidemiological data
on Leber’s hereditary optic neuropathy and to provide insights into
LHON prevalence in Bulgaria.
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BvBegeHue

XepegumapHama onmuyHa HeBponamus Ha Ae6ep (LHON)
€ MUMOXOHgpPUaAHa HeBpogezeHepamuBHa 6oAaecm, 3acAzaula
3pumeAHus HepB. KAUHUYHO mA ce xapakmepusupa ¢ noABa Ha
gBycmpaHHa, 6e300Ae3HeHa, 0CMpO UAU NOJOCMPO Npomuyvawia
3acyba Ha 3peHue U 3acAea NPeguMHO MAagu Moxke. Bo3pacmma
Ha 6OAHUME npu noABama Ha NopBume 3pUMEAHU HapyweHus e
Hal-4yecmo BbB Bmopomo uAu mpemo gecemuAemue.

3a nobpBu nbm npe3 1871 2. Hemckuam opmaamono2 Teogop
N\ebep onucBa ocmpo HacMbnuAa 3a2yba Ha 3peHue npu MAagu
MoXke om yemupu ¢Gamuauu. lMpe3 1988 2. ce ycmaHoBaABa, ue
LHON cnaga kom mMumoxoHgpuaaHUme 3aboAAaBaHuA u ce goaXku
Ha Mymauua 8 MmumoxoHgpuaAHus 2eHom [1]. Cpeg nonyaauuama
B ceBepHoeBponelckume cmpaHu ma Bapupa 8 cbomHOWeEHUe om
1 Ha 25 000 go 1 Ha 54 000 [2]. Okono 90% om 3aboAaaBaHemo
e npegusBukaHo om caegHume Had-yecmu nbpBuyHu moukoBu
mymauuu: G11778A 8 MT-ND4 zeHa, G3460A B8 MT-ND1 2eHa u
T14484C B8 MT-ND6 2eHa. Tekecmma Ha cumnmomamukama e 8
3aBucumocm om Buga Ha Mymauusma [2-3].

leHHama Mymauua ce npegaBa om Malika-HOCUMEA.
HacaegcmBeHocmma € 0m MUMOXOHQPUAAHO 2eHemuYeH mun
¢ Bucoko BapuabureH kauHuueH ¢eHomun, kamo poad BuB
¢GeHomunHama u3fBa umam peguua Gakmopu. PasauyHama
neHempaHmHocm Ha npuyuHABawume LHON namoaozuyHu
BapuaHmu e cBvp3aHa ¢ noAa, Bo3pacmma u gpyau dakmopu [4].
Mo gaHHu Ha Man et al. [3], npu go 40% om cayyaume moxke ga ce
HabAlogaBa camo eguH 3ace2Ham uHguBug B8 cemelicmBomo.

3azybama Ha 3peHuemo 3anoyBa om egHomo oko, kamo
npozpecupa u B gpyzomo B pamkume Ha nopBume HAkoAko
mMeceua. B noBeuemo cayyau ma e nepmaHeHmHa. [pu manka
yacm om boAHUME MOXKe ga ce HabalogaBa CNOHMAaHHO YaCMUYHO
Bov3cmaroBaBane, 06ukHoBeHO B Hauyanomo Ha kauHuuHama u3sata.
CnoHmanHomo Bb3cmaHoBaABaHe Ha 3peHuemo ce HabalogaBa npu
nauueHmume ¢ mymauus T14484C, ¢ yecmoma om 37% go 58%.
Mpu mymauuume G3460A u G11778A makoBa Bv3cmaHoBaBaHe
e goknagBaHo coomBemHo B8 20% u B 4% om cayvyaume [4].
Bonpeku, yue LHON ce npegcmaBsa 06ukHoBeHO ¢ U30AUpaHa 3azyba
Ha 3peHuemo, HAkou nauueHmu cmpagam u om gpyau, NPeguMHo
HeBpoAo2uYHU HapyweHua (m.Hap. LHON uau Aebep naloc) [4].

Mamepuana u memogu

OcbuwecmBeHo e mopceHe no kalowoBu gymu: ,XxepegumapHa
onmuyHa HeBponamua Ha /\ebep®, ,enugemMuoAo2uA“, ,MUMOXOH-
gpuaAHu 3a6oaaBanus“ u ,LHON" 8 PubMed, MEDLINE u OMIM (Online
Mendelian inheritance in Man). Pa3aaeganu ca nybaukauuume u
enugemuoAo2uyHume ganHu 3a LHON B8 EBponelckus pedepeHmen
nopman 3a pegku 6oaecmu Orphanet. TopceHu ca nybaukauuu
Ha GbA2apcku e3uk B 6asume gaHHU Ha LleHmpaaHa meguuuHcka
bubauomeka u Google Scholar 3a npocaegaBaHe Ha uscaegBaHuAMa
u onuma ¢ moBa 3aboasBaHe 8 boAzapus.

Pesyamamu u obcvXkgaHe

06o6wenu ganHu om Orphanet u gpyau nyéaukauuu

EBponelickuam pedepeHmeH nopman 3a pegku Gorecmu
Orphanet [2], onpegeana LHON (kog no MKB 10 - H47.2;
ORPHA kog: 104; OMIM: #535000) kamo MumoxoHgpuaAHa
HeBpogeceHepamuBHa bonecm, 3acA2awia 3pumeAHus  HepB,
xapakmepusupawa ce C BHe3anHa 3a2yba Ha 3peHuemo npu
MAagu Hocumeau. YcmadHoBeHama npuyuHa ca mymauuu 8
mMumoxoHgpuaaHama AHK (mtDNA). B okoao 90% om cayvaume
3aboaaBaHemo e npegu3BukaHo om mpume nopBuyHu moukoBu
Mymauuu: G11778A 8 MT-ND4 2ena, G3460A 8 MT-ND1 2eHa u
T14484C 8 MT-ND6 2eHa (3,4). Mo gaHHu Ha Orphanet yecmomama
Ha LHON Bapupa om 1 go 9 cayyaa Ha 100 000.

borecmma e HacregcmBeHa, npegaBaHa om Maika kobm
nokoneHuemo U. He Bceku Hocumen Ha mymauua pa3BuBa
3a60AABaHemO. [JONbAHUMEAHU 2EHEMUYHU U EnU2EHeMUYHU
(akmopu moz2am ga okakam BausHue Bopxy peHomunHama u3aba
Ha LHON. Om 3nayeHue e gaau Bcuuku konus Ha MUMOX0OHgpUaAHama
IHK ca HocumeAu Ha namoaAo2uyHama mymauus (CbCmosAHUe,
HApPEYeHo XOMONAA3MUs), UAU 4acm Om Kkonusma He HocAm
makaBa mymauus (xemeponaasmus). pye pucko8 dakmop e npu-
HagaekHocmma KoM egHa UAU gpyea xanaogpyna (nOAUMOPGOHU
Mymauuu Ha mumoxoHgpuaaHama [HK, obeguHeHu B8 2pynu,
koumo ce yHacaegaBam).

Om 3HayeHue 3a noABa Ha 3aboAABaHemo npu HocumeAacmBo
e Haauquemo u Ha ek3oeeHHU ¢akmopu, kamo Hanpumep:
cmpec, aakoxon, mlomloHonyweHe, HAkou  aHMubuomuuy,
aHMU-apuUMMUYHU,  aHMU-BUPYCHU, aHMU-MaAapuiiHu, aHmu-
XunepmeHsuBHu megukamveHmu, aHmu-koHByacaHmu, BumamuH
B12 geduuum u gp. [5]. [Mpegnonaza ce, 4e no-Huckama
3aboneBaemocm npu XkeHume ce gbaku Ha npomekmuBHama poas
Ha ecmpozeHume, kakmo u Ha Hakou gpyau dakmopu.

[luagHoCMuUUpaHeMo  Ha  XepegumapHama  OnMuyHa
HeBponamua Ha Aebep ce ocHoBaBa Ha CAegHUME  CuMNMOMU
[2]: BHesanHa, Ge3b0Ae3HEHa ocmpa UAU nogocmpa 3a2yba Ha
UEHMPAAHO 3peHue, 4ecmo BouB Bbapacmma mexgy 18 u 30 2oguHu,
3acsaeawa nocaegoBamenro u gBeme oyu. Mpu opmaamockonus ce
HabalogaBa egem Ha nanuAama Ha 3pumeAHus HepB, nepunanuAapHu
meAeaHauekmasuu u mukpoaHauonamus. [lpu u3cAegBaHe Ha
3pumeAHomo noae ce omkpuBa ueHmpaaHa ckomoma. MpomeHume
B 3pumeAHus HepB ce nomBobpxkgaBam ¢ onmuyHa KoxepeHmHa
momozpadua (Optical cocherent tomography, OCT). ObukHoBeHO
cAeg nogocmpama (asa, HacmonBa cmabuausupaHe B8 pamkume
Ha HAkoako cegmMuuu. MMpu xpoHuyHama ¢asa ce pasBuBa ampodus
Ha 3pumeAHuA HepB. Ype3 2eHemuyHO uscaegBave ce omkpuBam
Mymauuu 8 MumoxoHgpuaaHama [1HK.

Bb3moxkHa e noaBama u Ha gpyau HeBPOAO2UYHU CUMNMOMU
(gucmoHus, nocmypaneH mpemop, uepedeaapHa amakcus u gp.),
usBecmHu kamo ,M\ebep naloc. B pegku cayvau, mozam ga ce
noABam cuMnmomu, CXOgHU C me3u npu MHoXkecmBeHa ckaeposa
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kamo: mpemop, CbpgeyHu apummuu, nepudepHa HeBponamus,
MOMOpPHU HapyweHus. CbYemaHuemo Ha CUMNMOMUME Ha
MHoXecmBeHa ckaeposa ¢ LHON e onucaHo kamo cCuHgpom Ha
Harding [3-4].

Enugemuonozu4Hu gaHHu om kaunuyHama npakmuka

Omkpumu ca npoyuBaHua om QuHaaHgus, [laHus, AnoHus
U AHz2AuA, u3cAegBawu pasnpoCMpaHeHUEMO U 2eHemuyHUMme
xapakmepucmuku Ha LHON. 13noA3BaH e pempocnekmuBeH aHaau3
Ha 3acezHamume (GamMuAuu, OUEHABAHO € KAUHUYHOMO 3HaueHue
Ha pasAUYHUME Mymauuu Ha MumoxoHgpuaaHama [HK u ca
pasanegaHu Gakmopume, noBausBawu neHempaHmHocmma. EgHo
om npoyyBaHuama (finoHus) e onpegeAuAo 3aboaeBaemocmma
om LHON 8 HauuoHareH mawgab 3a 2014 2oguHa. HamepeHu ca
U OonucaHus Ha GamuAHU 2pynu C pasAuyHu mymauuu 6 Typuus,
Bpasuaus, Pycua (Cubup), Kumad, Talinang, XopBamcka u Copous.
Omkpumo e eBponelcko MyamuueHmpoBo npoy4yBaHe kacaeuwlo
npuHagaekHocmma koM onpegeaeHu  xanaozpynu, kakmo u
egUH MemaaHaAu3, 0606waBaw, yecmomama Ha MOAeKYAApPHO
nomBopgeHu cayyau ¢ LHON B8 eBponelickume cmpaHu.

Mpes 2007 2. Puomila et al. [6] nybaukyBam koxopmHo
npoyyBaHe Ha enugeMuOAO2UAMA U NEHemMpaHMHOCMMa Ha
LHON Bu8 (uHAaHgus. KAUHUYHUSM nepuog Ha npocAegABaHe
obxBawa nepuoga 1970-2004 2. MNpoBegeHu ca 2eHean02UYHU
uscAegBaHuA U gonbAHUMEAHU MOAEKYAAPHO 2EHEMUYHU aHaAu3u,
no3BoAUAU ugeHmuduuupaHemo Ha 36 ¢amuauu ¢ 6auzo 1000
uAeH0Be, BkalouumeAHo U HesacezHamume om 3a6oAdBaHemo. Om
obxBanamume 932 uHguBuga, 140 (108 om moXkku u 32 om »keHcku
noA) ca umaau kauxuuu nposBu Ha LHON. CpegHama Bb3pacm Ha
Hayano Ha Gorecmma e 25 20guHu. MbpBUYHU MUMOXOHGPUAAHU
Mymauuu ca 6uau omkpumu npu 24 om 36-me $pamuauu, kakmo
cregBa: G11778A B 79%, G3460A B 17% u T14484C B 4%.

OmHOCUMEAHO 20AM gAA UMAm cnopaguyHume cayyau, npu 15 om
HamepeHume damuauu (42%) e umMano camo no eguH 6oaeH ¢ LHON.
Hali-Bucoka neHempaHmHOCM Ha ampoduama Ha 3pumeAHus HepB
e HamepeHa npu 6 gamuauu ¢ mymauus G11778A, npuHagaexkawu
koM MumoxoHgpuaaHa xanaoepyna J. 0Bbwomo CbOmMHOWeHue
no noA Moke — XeHu e 3.4 kom 1. YcmaroBeHa e 3aBucumocm
Ha kAauHuyHama u3sBa, kodmo e no-yecma npu NOKOAEHUEMO Ha
3ace2Hamu maidku, 8 cpaBHeHue ¢ nokoAeHuemo Ha KAUHUYHO 3gpaBu
Hocumenku. B 3aknaloueHue, yecmomama Ha 6oaHume om LHON Bb8
(DuHAaHgus e 1:48 000, a egud om 9 000 dUHAAHQUU € HOCUMEA Ha
egHa om mpume NobpBUYHU MUMOXOHGPUAAHU Mymauuu.

Mpe3 2016 2. Rosenberg et al. [7] nybaukyBam npoyyBane
Ha boanecmHocmma om LHON 8 gamckama nonyaauus, 06x8awawo
0Au30 70-20guweH nepuog (1944-2012 2.). Kom onucaHume Beue
(Gamuauu go 1980 2. ca gobaBeHu HoBoguazHOCMUUUPAHUME CAyYau
U e npoBegeH 2eHeMUYeH aHaAaus Ha ycmaHoBeHama koxopma.
Wgenmuguuuparu ca 40 pasauyHu GpamuAHu AuHUU U B kpasa Ha
npoyyBaHusa nepuog ca ycmaHoBeHu 104 nauueHmu ¢ gokasaHu
Mymauuu Ha MumoxoHgpuaaHama JHK, om koumo 82 moxke u 22
keHu. Mpu 15 om pamuAHUME AUHUU € UMaAO Camo NO eguH cAyyal
¢ LHON. PasnpegergHUeEMO Ha MUMOXOHGPUAAHUME NobpBUYHU
Mymauuu e: G11778A npu 67% om damuauume, T14484C npu 18%
u G3460A npu 13%. OnucaHa e u egHa HoBa mymauus: 3395A. B
3akatoueHue, boaecmrocmma om LHON 8 [aHua e 1:54 000, npu
CbOmMHOWeHue no noA MoXke — keHu 3.7 kom 1 u cxogeH cnekmop
Ha pasnpegeAreHUe Ha Mymauuu u xanao2pynu kakmo B8 gpyau
eBponedicku nonyAauuu.

[Be cmyguu Man et al. [8-9] onucBam yecmomama Ha
LHON B8 CeBepousmouHa AH2ausa u ABcmpaaus. ABmopume
ombeAa3Bam, ye Had-yecmama moukoBa Mymauus, omzoBopHa
3a 69% om Bcuuku cayyau, e G11778A, a mymauuume T14484C

Tabauua 1. [loknagBaHu namozeHHu nbpBuynu mtDNA mymauuu npu LHON (no Man et al, 2002)

Mymauusa Mpomeun borecmHocm
Yecmo cpewadu >95%

G3460A ND1 13%

G11778A ND4 69%

T14484C ND6 14%
Pagko cpewaHu <5%

G13730A ND5

G14459A ND6

014482G ND6

A14495G ND6

C14498T ND6

C14568T ND6

T14596A ND6
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u G3460A ca npegcmaBeHu cbomBemHo B okoro 14% u 13% om
cayyaume (Tabauua 1). KomeHmupa ce U 3Hayumama pasauka
8 neHempaHmHocmma Ha 3aboAdBaHemo, kamo okoro 50% om
HocumeAume Mbxke u camo 10% om Hocumeaume »keHu pa3BuBam
kauHuyHo LHON. B 3akaloueHue, 6oaecmHocmma om LHON e
om 1:31 000 B8 CeBepousmouHa AHzaua go 1:25 000 B obwama
bpumancka nonyaauus. B peaucmopa Ha nauueHmu, cmpagawu om
caenoma, 8 ABcmpaaus, ca HamepeHu 2%, koumo ca ¢ LHON.

Mpe3 2014 2. Ueda et al. [10] npoBexkgam npoy4Bane c
uen ycmaHoBaABaHe 3aboaeBaemocmma om LHON 8 AnoHckama
nonyaauus. U3caegBanu ca 1397 meguuuHcku  ueHmpoBe,
BkalouumeaHo Bcuuku yHuBepcumemcku 60AHUUU B  AnoHuA.
3aboneBaemocmma € usuucAeHa, B3emalku npegBug Bcuuku
HoBoguagHocmuuupadu ¢ LHON nauueHmu npe3 2014 .
YemanoBeHu ca 120 cayyaa Ha HoBoguazHOCMUUUPaHa 6oAecm Ha
Nebep, kamo 93.2% om msax ca 6uau Moke. CpegHama Bvb3pacm
Ha HauyaAo Ha Goaecmma npu Mokeme € 6uaa 38 20QuHU, a npu
xenume 30 2oguHu. Mpu 86.5% e HamepeHa MUMOXoHgpUaAHama
mymauusa G11778A.

LLle cnomeHem u Hakoako npoyyBaHus 8 pasauyHu 2eozpadceku
obaacmu, npu koumo ca nocmaBaAHu o02paHuveHus B8 nogbopa
Ha u3cAegBaHume (amuAHU AuHUU, kamo me He ob6xBawam
U3usA0 nogaeXkawume nonyAauuu. Bonpeku moBa, Hamepesume
pesyamamu gaBam ueHHU cBegeHus 3a MH02000pasHama
MOAEKYAAPHO 2eHemuyHa xapakmepucmuka u gonbABam 3HaHuAMa
3a neHempaHmHocmma Ha LHON.

Dogulu et al. [11] uscregBam 32 nauueHmu B8 Typuus c
KAUHUYHO u3ABeH LHON u Hamupam 3HayumeAHa pasauka 6
MOAEKYAADHO 2eHEMUYHUA cnekmop npu me3u 60AHU B cpaBHeHue
¢ nydaukyBaHu gaHHU om gpyau cmpaHu. EgBa 16% om msAx HocAm
egHa om nbpBuyHUME mpu Mymauuu, a npu 91% He e HamepeHa
(GamuAHocm.

Sadun et al. [12] onucBam npoyyBaHe Ha 96 hamuAHO
cBop3aHu nauueHmu ¢ LHON B8 bpasuAus, HocumeAu Ha Mymauusma
G11778A u xanaozpyna J. YemaHoBeHa e 3Ha4yumeAHa 3aBucumocm
Ha meXecmma Ha kAuHUYHama u3dBa om ek302eHHU (akmopu,
0cobeHo miomloHonyweHe.

Volodko et al. [13] onucBam cnekmbpa namozeHHu Mymauuu
Ha mtDNA npu 60AHU U HocumeAu Ha LHON B8 Cubupcka obaacm.
HamepeHu ca kakmo kaacuyeckume mpu nbpBuyHu Mymauuu, maka
U nem HOBU namozaeHHU Mymauuu 8 obwio 18 uscaegBaru dpamuauu,
npu coomuowexue M:X noa 2.6:1.

Jia et al. [14] onucBam moaekyAdpHama enugemuoAo2Us npu
903 dpamunuu B8 Kumai, ¢ BepoAamHa boaecm Ha Leber. HamepeH e
Bucok npougHm Ha cnopaguyHume cayyau (65.3%), a noroBomo
cvomuoweHuemo M:X e 4.6:1.

Phasukkijwatana et al. [15] gokaagBam avaaus Ha 30
¢amuauu ¢ LHON u mymauua G11778A 8 TalaaHg u Hamupam
nenempasmuocm B8 37% npu Mokeme u 13% npu kenume.

NBe xopBamcku ¢amuauu ¢ LHON u mymauua G11778A ca

onucaHu om Martin-Kleiner et al [16], a Jancic et al. [17] uscregBam
yecmomama Ha LHON 8 cpvbckama nonyaauus. 1 8 g8eme cmyguu
ce onucBa cpaBHUMEAHO no-Hucka yecmoma Ha 3aboAaaBaHemo, a
cvomHoweHuemo M:XK noA B cpvockomo npoyuyBane e 6:1.

B egHo eBponelcko myamuueHmpoBo npoy4BaHe Ha 3
613 nauueHmu om 159 pasauyHu ¢amunuu, Hudson et al. [18]
Hamupam gokasameAacmBa, ye kauHuyHama neHempaHmHoCMm Ha
mpume Hal-4yecmu MUMOXOHJPUAAHU Mymauuu e noBAusHa om
npuHagaekHocmma KoM onpegeAeHu xanaogpynu. Puckem om
caenoma e no-Bucok, kozamo mymauuume G11778A uau T14484C
Ca HaAUYHU NPU XanAOmMUuNHU cybapynu cvomBemHo J2 u J1,
kakmo u kozamo mymauuama G3460A ce Hamepu B xanaozpyna
K. O6pamHo, puckom om cAenoma e no-Hucok (OR = 0.79) npu
Haauvue Ha mymauuama G11778A 8 xanaozpyna H.

Mpe3 2012 2. Mascialino et al. [19] nybaukyBam mema-
aHaAu3 3a yecmomama Ha MumoxoHgpuaaHume [OHK mymauuu
npu borecmma Ha Aebep B8 EBpona. ABmopume pa3aaexkgam
npoyyBaHua, nybaukyBanu mekgy 1996 u 2008 2., koumo
npegocmaBam gaHHU 3a MOAekyAApHO gokasaHa ©oaecmHocm
om LHON npu nauueHmu ¢ egHa om mpume nopBuYyHU Mymauuu
(G11778A, T14484C u G3460A) B pasauyHu 2eozpadcku peauoHu
Ha EBpona ((DuHAaHgus, XoaaHgus, CeBepHa AHzaus, Mmanaus).
OuakBaHama 6orecmuocm om LHON ¢ egHa om mpume nbpBuyHuU
Mymauuu, basupaHa Ha Mema-aHaausa, e 1:45 000. KAuHuuHUAM
X0g € no-meXbk Npu nauueHmume, HOCUMEAU Ha Mymauuume
G11778A u G3460A, kamo npu maAX WaHCbM 3a CNOHMAHHO
NOgobpeHUE Ha 3pUMEAHUME HapyWeHUs e no-HUCbk, B cpaBHeHue
¢ boaHume ¢ mymauua T14484C. OuakBaHama boarecmHocm npu
gBeme no-mexku Mymauuu e us4ucaeHa Ha 1:65 000.

AHanusupaiku  coBKynHO  nybAukyBaHume  pe3yamamu
O0M NOCOYEHUME npoyyBaHuA U onucaHume (amuAHU CAyuvau,
6orecmHocmma om LHON Bapupa om 1:25 000 go 1:54 000. ToBa
€ egHa om Hal-yecmume HacAegcmBeHU onmuyHuU HeBponamuu,
yuaAmo  MOAEKYAADHO — 2eHemuyHa  xapakmepucmuka mopnu
HenpekbcHamo gonbABaHe. HamepeHume gaHHu 3a 3a6oaeBaemocm
u borecmHocm Bapupam B Hemanka cmeneH B8 pasauyHUME NO
Bpeme u 2eozpadcka obracm uscaegBaHuA. Ha 6azama Ha npoBegeH
Mema-aHaAu3 cpegHama yecmoma 3a eBponetickama nonyaauus ¢
mpume nbpBuyHu moykoBu mymauuu e 1:45 000.

Enugemuonozua Ha 6onecm Ha ebep B bvazapus

Mpu usyyaBaHe Ha 6GbAzapckama Aumepamypa U HayuHU
nybaukauuu no HeBpoodmaamMoAO2UA € HaMepeH eguH ObwUupeH
aHaAu3 Ha 3a6oaaBaHemo om npog. C. YepHurkoBa [5], cbgopkawy
akmyaAaHu AumepamypHu gaHHu 3a LHON kom 2017 2. OnucaHu
ca kauHuyHama kapmuHa, pasnpegeAreHuemo no Bo3pacm u noA,
yecmomama U MOAEKYAADHO 2eHEeMUYHOMO MH02006pasue Ha
Mymauuume Ha MumoxoHgpuaaHama JHK npu moBa 3aboaABaHe.
0bCbgeHO € namo2eHemMUYHOMO 3HaUYeHUe Ha HapyweHuAama
B8 MumoxoHgpuaAHama pecnupamopHa Bepu2a, kakmo u
mepaneBmuyHomo noBegeHue.
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Mpe3 toau 2018 2. ekun, pvkoBogeH om npod. C. YepHunkoBa
kom YMBAA ,AnekcaHgpoBcka“, npegcmaBa cayyad Ha xepegumapHa
onmuyHa HeBponamus Ha A\ebep ¢ HegokaagBaH go MO3u MOMEHM
2eHemuyed BapuaHm m.15988A>G B MUMOXOHGPUAAHUA 2EHOM
[20]. Mpu onucaHuA boreH e HabalogaBaHa amuatocm 3a LHON,
kamo ca komeHmupaHu U gonbAHUMeAHU ek302eHHU puckoBu
(Gakmopu.

TpygHocmume npu u3yvaBaHe U oueHABaHe Ha enuge-
muoAozuama Ha LHON B8 cBemoBeH mawab ca BaaugHu u 3a
Boazapua. Bonpeku Haauuuemo Ha KAUHUYEH onum U 3agbABOYEHO
nosHaBaHe Ha 3aboAfBaHemo, Bce owe HAMA nybaukyBaHu
enugeMUOAO2UYHU gaHHU 3a GbA2apckama nonyaauus. ToBa npaBu
ekcmpanoAupaHemo Ha pe3yamamu om gpyau CmpaHu eguHcmBeH
Bb3MOXeH HauyuH 3a oueHka Ha pasnpocmpaHeHuemo Ha LHON y
Hac.

113noa3Baidku gaHHume om Orphanet u u3BbplieHusa 0630p Ha
HayyHama Aumepamypa MoXke ga ce HanpaBam caegHume u3Bogu.
OvakBaHuam 6pod nauueHmu ¢ boaecm Ha A\ebep 3a Boacapus e
okoao 156, koumo 6uxa mo2au ga Bapupam mexgy 133 u 182 npu
95% uHmepBan Ha goBepumeAHocm, CbobpasHo gokaagBaHama no
AUMepamypHU gaHHU BoaecmHocm 3a eBponelicka nonyaauua 1:45
000 [19]. OuakBaHama 3aboaeBaemocm e 0KoAO 7 HOBU CAyvas
20QUWHO 3a Bv3pacmoBama 2pyna 15-64 2.. Tesu npo2HO3HU
borecmHocm U 3aboreBaeMocm kacaam nauueHmume, HOCUMeAU
Ha egHa Om mpume Hal-4ecmu MUMOXOHgPUAAHU Mymauuu npu
LHON (G3460A, G11778A u T14484C). C oaneg MHO2000pasHama
MOoAeKyAApHO 2eHemuyHa xapakmepucmuka Ha LHON, BbamoXHume
CNOpaguyHU CAyyau U Beye onucaHus HOB 2eHemuyeH BapuaHm y Hac,
moXem ga ouakBame no-Bucok 6pol nauueHmu ¢ HocumeacmBo Ha
Mymauuu, pa3Au4HU om 0CHOBHUME mpu.

OzpaHuyeHua

HanpaBeHama npoz2Ho3Ha oueHka 3a pasnpocmpaHeHuemo
Ha XepegumapHama onmuyHa HeBponamus Ha Aebep B8 boAzapus
mpA6Ba ga Gbge uHMepnpemupaHa Npu CAEgHUME O02PaHUYEHUs.
LaHHume npegcmaBaaBam oueHka Ha 6a3ama Ha u3scregBaHuA
B pasAUYHU nonyAauuu npu  pasAudHU  BbapacmoBu epynu U
26HEaN02UYHU AUHUU. [laHHUMe 3a 3aboneBaemocmma ca
ekcmpanoaupadu om npoyd4Basemo B fnoHua (2014 2.) [10].
3noA3BaHuam mema-aHaaus [19] e 02paHuyuA npo2Ho3Hama
yecmoma @0 HOCUMEAU CaM0 Ha Had-yecmume Mymauuu B8
mMumoxoHgpuaaHama [HK. Bo3smoXkHo € y Hac ga uma nauueHmu
U u3BbH ycroBHume Bb3pacmoBu epaHuuu om 15-64 20QuHu.
[oAamama MOAEKYAHO 2eHemuy4Ha Xemepo2eHHOCM U MaAkuam
opol kauHuuucmu ¢ ekcnepmeH onum 3a moBa 3aboadBaHe y Hac
npegnoAaza u HUBo Ha ckpuma 6orecmHocm.

3aknloyeHue

[laHHUMe om HayyHama Aumepamypa HegByCMUCAEHO
nokazBam, 4ye xepegumapHama onmuyHa HeBponamua Ha /\ebep
npegcmaBaaBa kauHuueH u HaydHouscaegoBameacku uHmepec 3a

cneyuaaucmume no oGmaAaMoAo2ud, HeBpoaozud, MeguuuHcka
2eHemuka, pexabuaumauua u gpyeu. Maakuam 6pod nybaukauuu
Ha GbAa2apcku aBmopu nokasBa kakmo pagkocmma Ha moGBa
3aboaABaHe, maka u cpaBHUMEAHO 02paHuyeHua ekcnepmeH onum
y Hac. HykHo e gonbAHUMEAHO BHumaHue 3a cBoeBpemeHHO
nocmaBsaHe Ha guazHo3ama kakmo Ha cnopaguyHume cAyyau, maka
U Ha NauueHmume ¢ HemMuNUYHO NpoMuYaHe uAu 6oaecm Ha ,/\ebep
naloc”. 0bxBawanemo Ha Bcudku 3acesHamu om 3a6oAABaHemo
(hamuauu 6u nogobpuno HaBpemeHHama guaeHocmuka. HoBume
mepaneBmuyHu Bo3moXkHocmu B masu obaacm we gagam u no-
gobpa npozHo3a Ha cmpagawume om LHOH nauueHmu.
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