HLAVNITEMA (

VRODENE PORUCHY METABOLIZMU S NEUROLOG PELOM VEKU

Tab. 1. Vybrané DMP s manifestdciou v dospelom obdobi. Uvedeny je ndzov ochorenia, ¢islo, pod ktorym je syndrém podla fenotypu zaradeny v databdze
OMIM (Online Mendelian Inheritance in Man, https://omim.org/), forma dedicnosti

Dedi¢na metabolicka porucha ‘ OMIM fenotyp ‘ Gén ‘ Dedic¢nost ‘ Lokalizacia génu
Poruchy v metabolizme sacharidov
Deficit glukdzového transportéra (GLUTT1) ‘ #138140 ‘ SLC2AT ‘ AD ‘ 1p34.2
Poruchy mitochondrialneho energetického metabolizmu
Laktatova acidémia — deficiencia pyruvatdehydrogenazového komplexu #312170 PDHAT XL Xp22.12
Leberova hereditdrna optickd neuropatia (LHON) # 535000 MT-ND4 Mito mMtDNA
MT-ND6
MT-ND1
Deficit dehydrogendzy karboxylovych kyselin pre dihé retazce (LCHAD) #609016 HADHA AR 2p23.3
Deficit dehydrogendazy karboxylovych kyselin pre stredne dihé retazce (MCAD) #201450 ACADM AR 1p31.1
Glutdrovd aciduria typ Il (MADD) #231680 ETFA AR 15024.2
ETFB 19g13.41
ETFDH 4g32.1
Brown-Vialetto-Van Laere (BVVL) syndrém 1 — deficit riboflavinového transportéra #211530 SLC52A3 AR 20p13
Poruchy v metabolizme aminokyselin
Fenylketonuria #261600 PAH AR 12g23.2
Deficit ornitintranskarbamoylazy (OTC) #300461 orc XL Xp114
HHH syndrém — hyperornitinémia-hyperamonémia-homocitrulinémia #238970 SLC25A15 AR 13914.11
Homocystinuria — deficit cystationinbetasyntazy #236200 CBS AR 21922.3
Glutdrové aciduria typ | #231670 GCDH AR 19p13.13
Lysinuricka protefnova intolerancia #222700 SLC7A7 AR 14911.2
Hartnupova choroba #234500 SLCEAT9 AR 5p15.33
Poruchy v metabolizme vitaminov
Deficit biotinidazy #253260 BTD AR 3p25.1
Metylmaldénova aciduria MCEE, MMAA, | AR
MMAB,
MMADHC,
MMUT
Homocystinuria — deficit metyléntetrahydrofolatreduktazy (MTHFR) #236250 MTHFR AR 1036.22
Porucha metabolizmu tiaminu (choroba bazalnych ganglif) #607483 SLCI9A3 AR 2036.3
Poruchy neurotransmiterov
DOPA-responzivna dystonia #128230 GCHI1 AD, AR 14922.2
Dislipidémie
Tangierova choroba #205400 ABCAI1 AR 9g31.1
Abetalipoproteinémia #200100 MTTP AR 4923
Poruchy v syntéze zl¢ovych kyselin
Cerebrotendomatdzna xantomatoéza (CTX) ‘ #213700 ‘ CYP27A1 ‘ AR ‘ 2935
Porfyrie
Akitna intermitentnd porfyria [ #176000 | Hwmss [ AD (16233
Poruchy v metabolizme mineralov a metaloproteinov
Wilsonova choroba (WD) #277900 ATP7B AR 139143
Aceruloplazminémia #604290 cpP AR 3924-g25.1
Hypermanganezémia s dysténiou — SLC30A10 deficiencia #613280 SLC30A10 AR 1941
Lyzozémové ochorenia
Fabryho choroba #301500 GLA XL Xq22.1
Gaucherova choroba #231000 GBA AR 1922
Krabbeho choroba #245200 GALC AR 14931.3
Metachromatickd leukodystrofia (ARSA deficiencia) #250100 ARSA AR 22q13.33
Niemannova-Pickova choroba typu C #257220 #607625 | NPCI AR 18q11.2
NPC2 14924.3
Pompeho choroba #232300 GAA AR 179253
Tayova-Sachsova choroba #272800 HEXA AR 15023
Peroxizémové ochorenia
X-viazana adrenoleukodystrofia a adrenomyeloneuropatia #300100 ABCDI XL Xq28
Refsumova choroba #266500 PHYH AR 10p13
Deficit 2-methylacyl-CoA racemézy (AMACR) #614307 AMACR AR 5pi13.2

AR — autozémovo recesivny typ; AD — autozémovo dominantny typ; XL — dedicnost viazand na chromozdm X; Mito — mitochondridiny typ dedi¢nosti) a lokalizdcia génu na

chromozéme
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