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Bnagummp TPAJKOBCKU

SHAYEHETO HA MUTOXOHAOPUJATNTHUTE 3ABOJTYBAA BO
JE®EKTOJIOTNJATA

Boseg

MuTOXOHAPUNTE Ce OpraHenu 4mja WTo yrora € BO €HepreTCKoTo CHab-
AyBarbe Ha KneTkata. HMBHUMOT 6poj BO KneTKuTe Bapupa of HEKOSKY CTOTUHU
[0 HEKOJKY unjaan, BO 3aBMCHOCT O, KONIMYECTBOTO €Hepruja WTo v e noTpebHa
Ha KrneTkaTa. MUTOXOHAPWUUTE MMaaT NPOMEHNNBa rofieMmHa u obnuk, Taka WTo
HEeKOW nMaaT TON4YecT O6MMK N AnjameTap camo HEKOSKY CTOTUHa HaHOMEeTpW, J0-
Jeka Aapyrv nMmaatT AONIrHaBecCT, cTanyecT N3rneg co AofmKMHa o4 7 MUKPOMETPW.
BHaTpellHocTa Ha MUTOXOHAPUUTE € UCMONIHeTa CO >XXenaTUHO3eH MaTpUKC KOj
COAP>KW rofieMn KONMMYMHW pacTBOPSIMBU eH3UMKU, NOTpebHU 3a JobuBare eHep-
rmja og xpaHnmeute matepuun. OBME eH3UMK ja BpLlaT oKcugauuvjata Ha XpaHnu-
BMTE mMaTepuu, npu WTo ce co3gasa CO, un Boga. OcnobogeHaTa eHeprumja ce Ko-
pucTu 3a cnHTesa Ha ATP, Koj ce ocnoboaysa of MUTOXOHAPUUTE U gudyHanpa
BO KrieTKaTa 3a fa ce UCKOPUCTU 3a KNeToyHuTe oyHKumm (1).

MuTOXxoHApUjanHaTa MeamuuHa uma eKcniio3mBeH pacTex BO nocnegHa-
Ta JdeueHuja, Kora nosekeTo og 50 mutoxoHgpujanHn OHK myTaumm ce ngeHTtu-
dmkyBaHu Kaj adpeynpaHuTe naymeHTn. PaHOTO geTekTupare n gujarHoctuympa-
He Ha MUTOXOoHApPWjanHUTe 3abonysara CO NMOMOLL HA MOJleKynapHaTa reHeTuka
cosjasa ycnoBu 3a 6p3 NOYETOK CO Tepanuja u HamarnyBare Ha nporpecujata Ha
3abonysamarta. Bo Hawwm ycnosu MHOry manky ce MUCIY Ha MUTOXOHAPWjanHuTe
3abonyBara Kako NpuUYuHM 3a MeHTanHata petapgauuja, rnysocTa, CNnenunoTo
Unu 3a TenecHarta MHBaNMAHOCT M 3aTOa HUBHOTO Npoy4yBake e 04 U3BOHpedHa
BaXXHOCT 3a gedeKToriowKara Teopuja u npakTnka

MuToxoHapujanHo HacnegyBare

Bo mutoxoHgpuute ce Haora mutoxoHgpujanHa JHK (M1 OHK), wTo ce
HapekyBa “25 xpoMmo3oMm” (3). Taa e npcTeHecTa, ABojHoBepwxHa AHK monekyna
CO KOMMMETHO NMo3HaTu cekBeHum of 16.569 Hykneotman. Cute redm Bo mt OHK
ce [06po AeduHMpaHn M Tue ce OArOBOPHM 3a KOAMparbe Ha 22 TPaHCMOpPTHU
PHK kou WwTo ce HeonxogHu 3a MUTOXOHApPUWjariHa NPOTENHCKA CUHTE3a, ABE pu-
603omanHn PHK (12s u 16s) 1 13 npoTenHn o4roBopHM 3a okcupaTmBHa hocdo-
punauyuja (2).

TpaHcmucujaTa Bp3aHa 3a mT HK e og majuMHCKO noTekrsio, 3aTtoa
WTO MPX OMJIOAYBaHETO MajuyMHCKaTa rameTa OoCTaHyBa LeyioCHa, 3afpiKy-
Bajku ja yutonnasmara, 3a pasfnimka og crnepmaro3oumgute WTO ja rybar. 3a-
pagu oBa MUTOXOHAPWjaNHOTO HaclieAayBakbe ce BUKa MajuyMHCKO MM LUTO-
nna3matcko. MajkaTta e oHaa LTO € TPaHCMUTEP BO OBa HacneayBare Kaje WTo
obaTta nona ce NoAeAHaKBO 3acTaneHn U CO UCT UHTEH3UTET, a BapujabunHocta
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Ha deHoTUNOT e YecTa (3,4). Ha cnuka 1 e npeTcTaBeHO TUMUYHO POAOCIIOBHO
cTebno Ha MUTOXOHAPWjaNTHOTO HacnegyBam-e.

cn. 1 TunuyeH xepegorpam 3a MUTOXOHAPUjanHO HacneayBame

EdekTnte Ha MuTOXOHApWjanHMTE MyTauumu ce ojpasyBaaT MNpBO BpP3
KNeTKNTE N TKNBaTa CO BUCOKWN EHEPreTCKN NOTpebu, npes cé, MO30KOT U MYCKY-
nnTe, Kage WTo ce 0ABMBaaT UHTEH3UBHU EHEPreTCKU U MUTOXOHAPUjannHN OKCU-
LaTUBHN (PyHKLMN.

MyTauyuuTte Ha MT JHK MoxaT ga Bogat Ao cocTojba Ha “xeTeponnasma”
Kage WTo MMa MnoBeKe o4 efdeH Bug Ha mutoxoHgpujanHn OHK monekynu Bo
knetkara. “XomMonnasmmyHu” KNeTKU ce OHWe Kafe LWTO CUTE MUTOXOHAPUU
umaat egHakBa [JHK. OgHocoT Ha xeTeponiiasMmyHaTa u xomonnasmudHata JHK
Ce pasnunkyBa BO pasfvyHM TKUBa N MOXKe Aa ce MPOMEHU CO BO3pacTa, KOMMNn-
UMpajkm ja KnmHudkata cnvka. Gnsnonowknte edpeKkT Ha HenpaBunHaTta MUTO-
XoHApvjanHaTa yHKuMja 3aBucaT Of eHepreTckuTe noTpebu Ha KneTkara.
3aTtoa He e 3a U3HeHadyBare WTO HEPBHOTO M MYCKYJTHOTO TKMBO YECTO NPBU '
nokaxyeaaTt KnuHu4kuTe npomexHn. Mytaumute Ha MT JHK ce cnydyBaat novec-
TO Of OHME BO HYK/I€AapHWUTE FEeHW LITO CEe BKIYYEHW BO OKcugaTmBHata ¢hoc-

dopunauuja (2).

MHory BakeH ¢hakT BO MUTOXOHApWjanHaTa reHetTmka € nojaBata Ha
npoMmeHnte Ha MT [HK BO comaTckuTe KMeTKu 3a Bpeme Ha cTapeereTo. Ha
npumep, 5 kunobasHa geneuyvja BO MUTOXOHAPUjaNTHUMOT reHom npepg 40-tarta ro-
OVHa He MOXe Aa gafe npomeHu Ha cpueto. CTyguuTe Ha uctata geneuuja Bo
MO30KOT PETKO Cce MaHudecTmpaar npeg 75-tata rognHa of, XX1MBOTOT, HO Npome-
HUTe ce akymynupaaT BO KOPTeKCOT u 6asanHuTe raHrnuu. KymynatmBHuTe
edeKTn Ha OBME N Ha OpYrnTe CcoMaTCKU MyTauuMm moxKaTt Ada ja npoMmeHat edmu-
KacHOCTa Ha MUTOXOHApUjanHNOT MeTabonuaam Kaj noctapute MHABUAYM (2).
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Knacugpukaymja Ha MuTOXoHgpmjanHnuTe 3abostlyBarba

MuToxoHgpujanHuTe 3abornyBarba MOXe Ada ce Knacuduvuyupaat BO He-
KOnKy rpynu. Bo npBarta rpyna npunafraaT oHue 601eCcTy WTO ce Ao/mKaT Ha cne-
UMUYHM MyTaumm Ha muTtoxoHapujanHaTta OHK. Tyka ce MELAS cuHApomOT
(myopathy, encephalomyopathy, lactic acidosis, stroke), MERRF cuHapomoTt
(myoclonic epilepsy and raggrd red fibers), NARP cuHngpomoT (neurogenic muscule
weakness, ataxia, and retinitis pigmentosa), Leber-oBaTa onTnyka HesponaTuja un
Mana rpyna Ha cnydau co Leigh-oB cmHgpom majumHckn HacnegeHn. Cute oBue
6onecTu ce npeHecyBaaT No MajuyMHCKa JNiMHMja 1 OGUYHO ce gonkaTt Ha ae-
neuun unu pgynnukayMm Ha mutoxoHgpwjanHata OHK, npegu3BukyBajku
MmuonaTtum co unu 6e3 ocdranmonnernja Kage wro npunara Kearns Sayre-
OBMOT CUHPOM.

Bo BTOpaTta rpyna MutoxoHApujanHu 3abonysama reHeTUYKNOT AedexT
Ce cpeKaBa BO japeHUTE reHu WTo rM Kogmpaat cybeamHmuuTe Ha MT OHK. Tyka
crnaraat Hekou cnyyan Ha Leigh-oB cuHgpom, Alpers-oBu nonuguctpodmm, MUo-
HEeBpPOracTPOUHTECTUHANHNOT cUHApPOM, Barth-oBmoT cuHgpom u Friedreich-oBaTa
aTakcuja (5, 6, 7).

Moarpynu Ha Hekon 3abonyBara Kako WTo ce: diabetes mellitus, rny-
BOCT W HacnefHn KkapavommonaTum e HajAeHo Jeka ce NpuYnHeTU o4 MyTaummn Ha
mT OHK, a Hekon pgedektn Bo MT [OHK cyrepupaaT npoMeHuM BO UCXOL4OT Ha
6oniecta WTO Ce MPUMApPHO MPUYUHETU Of ApYyrn haKTopu, Kako WTo ce Parkin-
son-oBata u Alzheimer-oata 6onecT (8).

KnuHn4ykun chopmmn Ha MUTOXOHZPUjanHUTe 3abonyBama

Bo Tabena 1 moxe fa ce 3abenexxart noBeke 60N1ecTn NPUYMHETM CO MU-
TOXOHAPWjanHn MyTaLun.

3abonyBamara acouMpaHy CO MUTOXOHAPWjasiHW FEHCKU MyTauuu ce BO
BPCKa CO MyCKynHaTa u HepBHaTa (OyHKUMja U YeCTO Ce TauHCTBEHU BO HMBHATa
npeseHTauuja. NoBeke of OBME COCTOjOU Ce TELWKO npeno3HaTnmMeun. Tue ce pas-
nvkyeaat Bp3 6a3a Ha HaoAuTe Ha MyCKyrHa 6uorcuja u in vitro ncnutysamara
Ha mMuTOoXoHApwjanHaTta dyHkumja. OBne 3abonyBara umaaT 06UYHO 3agouHeTa
KNIMHWYKa NpOojaBHOCT M Cekorall ce xeTeponnasmaTudHn. PasnuyHn 4neHosmn Bo
CEME|CTBOTO (CEKOj CO efHaKBa MyTauuvja) MOXe Aa MMaaT pasfiMyHa npeseHTa-
Umja BO BpPeMEeTO Ha NpojaByBaHeTO Ha CUMMTOMUTE U KIMHUYKaTa nporpecuja.
Bospacta e BepojaTHO BaXXeH YYECHUK BO KJIMHMYKATa CliMKa U Taa Moxe Aa
6upae Bo acounjaumja co mutoxoHapujanHute OHK npomeru (2).
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Tabena 1. 3abonyBarba CO HapyLleHa MUTOXOHAPUjanHa pyHKLUMja n
mutoxoHapujanum AHK myTtauum (cnopep Sack GH, 1999)

MutoxoHapujanHo sabonyBare MyTayun
Leber-oBa xepegntapHa onTuykKa HeBponaTtuja MYNTUMHU
Leigh-oBa 6onect n NARP T-G 8993; T- C 8993
AMMHOrNMKO3nagHa OTOTOKCUYHOCT A- G 1555

T PHK myTaumm

MporpecuBHa eHuedanommonaTuja (PEM) D 3271
MELAS TPHK leu A - G 3243
MERRF TPHK lys A G 8344
Alzheimer-oBa 6onecT (gouHa npojaBHOCT) TPHK gIn A~ G 4336
CtpykTypHn JHK npomeHnu

Kearns-Sayre-oB cuHgpom (KSS) geneuuu
XpOHWYHa NporpecrBHa eKcTepHa

odTanmonnervja gynnukaymm
HacnegHu kapgnomuonatu peapaHXxupara
OkynapHu muonatum peapaHXxupana

Leigh-oBaTa 60secT ce kapakTepusumpa co geuuuT Ha untoxpom C oK-
cvfasa, eH3UM LWTOo y4HecTByBa BO eHepreTcKuoT MeTtabonusam. [naBHUTe nato-
NOLLKM NMPOMEHN ce BO MO30OKOT CO AereHepauuja Ha cusaTta mMaca u co ghokanHa
HeKpo3a BO MO30KOT. Bo knuHu4KaTa crvka AOMUHMpaaT: XUMoToHMja, TPemMop,
aTakcuja, OTCYCTBO Ha TETUBHW pedieKCn, HUCTarMyc, CTECHeTU 3eHuuUu, cnenu-
no, xvunepBeHTunauuwja, anHea, agucnHea, Cheyne-Stokes-oBo guwere u pec-
nupaTopHa MHcyunumeHuuja. MeTabonn4KnTe Hapyllysara ce u3pasysaart Co Ha-
pylweHa rryKoHeoreHesa, OTCYCTBO Ha XenaTasiHa nupysaT kapbokcunasa u
WHTEPMUTEHTHA NakTaTHa auugosa, Ha CpueTo ce cpekasaart NpOoMeHU of, TUMoT
Ha xunepTpoduryHa kapavommonaTuja. Bo nabopaTopnckmMoT Haos Mma nokadeHo
HWBO Ha NUpysBaTW M NakTaTu BO CEpymOT U xunornvkemuja. HacnegysaweTto e
XeTeporeHo, MOXXHO € aBTOCOMHO peLecuMBHO, X-BP3aHO M MUTOXOHApWjanHo.
BonecTta e yecTo netanHa BO paHaTa AeTcka BO3pacT nopagu gereHepauvjata
Ha 6asanHuTe raHrnuu.

Kearns-Sayre-oBuoT cuHgpom: ywte Bo 1965 rognHa Kearns onuwysa
JeBeT nauueHTu co odpTanMonneruja, NUrMeHTHa AereHepauuja Ha peTuHaTa u
Kapguommonatuja. [lpyrn 3HayajHu cumnToMuM ce crabocTa Ha nuuesata, dapuH-
reanHarta MyckynaTypa, Kako W MycKyrnaTypaTa Ha TpyrnoT U eKCTpeMuTeTuTe,
rnyBOCTa, HUCKMOT pacT, ohTanMonnerujata, enekrTpoeHuedanorpadgpckute npo-
MeHUW, nokadyBateTo Ha MpOoTenHUTEe BO NMKBOPOT. HacnegyBaweTo € MUTO-
XOHApWjanHo.
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MERRF cuHAPOMOT € KapakTepu3umpaH CO MUOKMOHWYHA enunericuja,
aTakcuja, cnacTuuMTeT, MyCcKynHa cnabocT CO MuonaTtuvja, CeH3oHeBpasnHa rmny-
BOCT, UCKMHATU LPBEHN MYCKYIHU BrlakHa, MOKadeHn HMBOA Ha nupysBaTuTe U
nakratute BO cepyMoT. HacnegyBareTo € MUTOXOHApWjanHO n ce paboTu 3a
pedekT Bo TpaHcnauymjata Ha cute MT JJHK-Koampauku reHn. CneyudpmyHaTa my-
Tauymja Ha mT JHK npB ja onuwan Shoffner co cop. (1990), o6jacHyBajku ja Kako
missence MyTaumja Ha reHoT 3a TpaHcnopTHata PHK 3a amuHoKucenuHaTa
nM3nH. A- G wmyTaumjata Ha HykneotuaoT 8334 ce cpekaBa kaj 80-90% opf
cnyyante co MERRF. Buoxemucku, Mytauujata npegussnkysa MynTUNHA HeJoC-
TaTouM BO EH3UMCKUOT KOMIMJIEKC Ha pecnMpaTopHaTa Bepura, HajmHory 3adakaj-
KM ro reHcknot komnnekc |, ogHocHo NADH-CoQ peaykTasa n umtoxpomoTt C ok-
cupgasara of reHCKMoT Komnsiekce 1V.

MELAS cuHpgpomMOT (MUTOXOHApWjanHa MuonaTuja, eHuedanonartuja,
nakTaTHa aungosa, enu3ofHu Hanagn) KIHWYKN ce KapakTepusmpa co enusoa-
HW MoBpakama, uepebparnHi MHCYTU CO Xemunapesa, XemmaHorncuja, KopTukarn-
HO CNenuso n CeH30HeBpasnHa rinyeocT. HacneaysareTo € MUTOXOHAPWjaNHO.

Leber-oBaTa xepegutapHa ontuyka HeBponaTtuja (LHON) e ncto taka
Bp3aHa 3a MUTOXOHAPWjanHWOT MHTerputeT. VIMeHo, Tyka ce paboTu 3a gereHe-
pauuja Ha ONTUYKMOT HepB, OOMYHO BUAMMBA Kaj Mragute M Moxe ga buae
acoympana co nepudepHa HesponaTuja u cpuesu aputmmmn. LHON nma mMajumHCKM
mMoZen Ha HacrnepyBarbe. CornacHo CO KIMHUYKUTE CTyAMU € YTBPAEHO Aeka
noeeke 3abonyBaaT MaXuUTe OTKOJIKY XeHuTe of oBa 3abonyBare. bapem 19
pasnuyHn mmutoxoHapuvjanim AHK myTaumm ce HajaeHu kaj LHON, of kou 5 ce
eceHuvjanHu n Bogat Jo 6onect. VIHTepecHO € ga ce crnomeHe geka oBue 5
MyTauum ce acoumpaHu CO PasfiNyHM CTEMEHU Ha KIIMHWYKO owTeTyBame. Cute
cpogHMuM Ha Majkata 3aboneHun og LHON Hemaat 3aryba Ha BUAOT M cuTe
WHOMBMAYWN CO UCTA MUTOXOHApWjanHa MyTauuja HemaaT UCT KITMHWYKK Tek. Bo
KNTMHUYKaTa CIivka ce jaByBa aKkyTHa unm cybakyTHa 6onka, 3aryba Ha ueHTparn-
HUOT BUA CO LEHTpaneH cKoToMm. Ha odTanmonowku npernes ce sabenexysa
nepunanunapHa TefneaHrneKTasumja, MMKpoaHruonartuja n ncesgoeaem.

Tepanuja Ha MMTOXOHAPWjannHUTe 3abonyBara

[oaeka reHckaTa Tepanuja ce ycoBpLUyBa, pa3BOjoT Ha KypaTuBHaTa Te-
panuja Ha MUTOXOHApUWjanHUTe 3abonyBawa Tpeba Aa ja JOCTUrHe BO 6nmcka
ngHuHa. [leHeWwHoTo nocTanyBambe CO OBME MeTaboIMYKM HapyLlyBara e Haco4e-
HO KOH [06VBake ONTUMYM eHepreTcka eonKacHoCT of ancdyHKumjaTa Ha MUTO-
xoHgpuute. Of Apyrute Mepku naumMeHToT Mopa Ada npeBeHvpa nojaBa Ha Tpecka,
ucupnyBadky BeXOWU U JIEKOBM LITO IO MHXMOMpaaT MUTOXOHAPWjanNHUOT MeTa-
6onnsam. PecTpukuunTe BO guetaTta ce NOBEKE KOPUCHM Kaj 3aboriyBarbaTa Ha
NMNUAHNOT MeTabonm3am, Kako LITOo ce: oKcuaauujata Ha MacHUTE KUCESTUHN Uin
gedekTute BO KapHUTUHCKMOT uuknyc. Ce npenopadysaatr AueTn ocrnobopeHu
OZ, MAcCHW KMUCENMHU CO AONTU BEPUTN.

Kaj HapywyBaHaTa Ha pecnvpaTtopHaTa Bepura KOeH3MMoT Q mma wu-
poka ynoTpebarta, Mako BO efiHa ABOjHO cnena nnauebo-KoHTponupaHa ctyauja
pesyntatute o4 ynotpeba Ha KOEH3UMOT Q ce nokaxkaa KOHTPaAUKTOPHW.
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Bo oggenuu cnyyau sutamuHute K3, B2, C n E ce nokaxane kKako
KOpUCHM BO TepanujaTta. ErsoreHoTo gaBarbe Ha KapHUTUH MOXe ApaMaTu4HO Aa
M nogobpun cCUMNTOMUTE Kaj NaumeHTUTe CO NpUMapeH MM CO CeKyHAapeH Kap-
HUTUHCKU AeduunT. [aBareTo Ha AuxsnopaueTaT uma cpefHO NoBofeH edekT
Kaj cnyyanTte co Leigh-oBa 6onect (9).

leHeTMYKO coBeTyBame

bugejkn mMuToxoHapujanHMTe 3aboriyBarba YecTo BogaT A0 PEHOTUNCKU
NPOMEHN N HYeCTO ce HacneHu, ce jaByBa noTtpeba of reHeTUYKO coBeTyBaHe
Ha acheyupaHuTe cemejcTBa. EMnpucknte puamym HeogamHa 6ea npegsuaeHu
3a MELAS, MERRF cuHgpomuTe n Leber-osaTta ontudka Hesponatuja. Kaj ME-
LAS n MERRF BUCOKMTe HuBOa Ha MyTupaHa MT JHK BO KpBTa Ha Majkute €
acoumpaHa co 3rofieMeHa dpekBeHUMja Ha adeumpaHm noTtoMun. XpoHudHaTa
nporpecmBHa HapgsopelwHa odTanmonnernja n Kearns-Sayre-oBUOT CUHAPOM
rnaBHO MpeTcTaByBaaTt cnopaavyHn 3abonysarba 6e3 3ronemMeH pusnk 3a peno-
jaBHOCT BO notomcTBOTO. Kaj Leigh-oBaTta 6onect geduHMpaHeTo Ha MONEKY-
napHnoT gedeKT e KpyuumjarHo BO FeHeTUYKOTO CoBeTyBake, nopaau Toa LWTO
oBaa 60M1ecT ce npeHecyBa MajuUMHCKN, aBTOCOMHO PeLECMBHO 1 X-Bp3aHo.

MpeHaTanHata AujarHo3a 6una npeTcTaBeHa Kaj ABa cfiydaum Ha MUTO-
XOHApwjanHo 3abonyBare, HO CNopes MUCIEHETO Ha NMOBEKe aBTOpM OBa € MOof
3HaK Ha npawarbe, 3apagm HecurypHata Kopenayuja BoO 04HOCOT nomery myTupa-
HaTa [JHK BO XOPMOHCKUTE PECUYKN N BO KITMHNYKN PENEBAHTHUTE TKMBA Kako Ha
npvmMep Bo MO30KOT (10, 11).

3akny4ok

Bp3 ocHOBa Ha W3HECEHWOT NuTepaTypeH npernes 3a MUTOXOHApPWjan-
HUTe 3abonyBara MOXe Aa Ce 3aK/y4u Aeka:

e TOa He Ce peTku 3abonyBama;
e VMaar rosiemMo enuaemMmosIoWKo 3HavYere Bo gedeKTonormjaTa;

« TWe ce nocneguua Ha myTtaymja Ha mutoxoHapujanHata AHK vnu 1.H. 25 xpo-
MO30M;

e HaQjYeCTM KIWHWYKN MaHupecTaumm ce mmonaTuuTe, eHuedanonaTumTe wu
KapguomuonaTtumTe;

+  yCnexoT BO TepanuvjaTa feXu BO UAHMHATa Ha reHckaTta Tepanuja.
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Vladimir TRAJKOVSKI

THE MEANING OF MITOCHONDRIAL DISEASES IN DEFECTOLOGY

Mitochondrial diseases are a group of disorders characterized by
morphological or functional defects of the mitochondria, the organelles producing
most of our cellular energy. As the only extranuclear site carrying genetic
information, the mitochondria add an important chapter in to the inheritance
patterns of genetic disease. Because the mitochondria produce energy in all the
tissues, symptoms resulting from mt DNA mutations may originate from any organ
system, and the clinical spectrum of mitochondrial diseases has expanded to
virtually all branches of medicine.

Diagnosis of mitochondrial dysfunction may be difficult with currently
available tools, however, measuring respiratory chain enzyme activities, mt DNA
levels, and searching for mt DNA mutations and deletions are specific tests.

Treatment of these disorders is currently empirical, involving agents that
may improve the redox status of mitochondria, promote electron flow, or act as
mitochondrial antioxidants.

Limited data are available for genotype/phenotype correlation's in disorder
caused by mt DNA mutations, therefore, prenatal diagnosis for mt DNA mutations
has been hindered by an inability to predict accurately the clinical severity expected
from a mutant load measured in fetal tissue.



