VIDEOKAZUISTIKA (
A TAYOVEJ-SACHSOVEJ CHOROBY — VIDEOKAZUISTIKA

https://dei.org/10.36290/neu.2023.049

Adultna forma Tayovej-Sachsovej choroby -
videokazuistika
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Tayova-Sachsova choroba je raritné autozomalne recesivne podmienené ochorenie zapri¢inené deficitom enzymu 3-hexoza-
minidazy A (HexA). Dochadza k akumulécii GM2 gangliozidov v lyzozémoch neurénov, ¢o potenciuje ich toxicky ucinok a na-
vodzuje tak postupnu neurodegeneraciu. Presny mechanizmus spustenia zaniku neurénov je stale neznamy. Pre zachovanu
rezidudlnu aktivitu enzymu HexA ma adultna forma ochorenia zvycajne miernejsi priebeh ako infantilna forma. Klinicky obraz
je nedpecificky, preto je ochorenie vyrazne poddiagnostikované. V nasej videokazuistike prezentujeme pripad 49-ro¢ného
pacienta s geneticky potvrdenou adultnou formou Tayovej-Sachsovej choroby.
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Adult form of Tay-Sachs disease: a video case report

Tay-Sachs disease is a rare autosomal recessive disorder caused by [3-hexosaminidase A (HexA) enzyme deficiency. There is accu-
mulation of GM2 gangliosides in neuronal lysosomes, which potentiates their toxic effect, thus inducing gradual neurodegener-
ation. The exact mechanism triggering neuronal death is still unknown. Due to the preserved residual HexA enzyme activity, the
adult form of the disease tends to have a milder course than the infantile form. The clinical presentation is non-specific; hence,
the disease is significantly underdiagnosed. Our video case report presents a 49-year-old patient with a genetically confirmed
diagnosis of adult Tay-Sachs disease.
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Uvod

Tayova-Sachsova choroba je raritné au-
tozomalne recesivne podmienené ochorenie
zapric¢inené deficitom enzymu (3-hexoza-
minidazy A (HexA). Dochddza k akumuldcii
GM2 gangliozidov v lyzozémoch neurénov,
¢o potenciuje ich toxicky uc¢inok a navodzuje
tak postupnu neurodegeneraciu. Presny me-

chanizmus spustenia zaniku neurdénov je stale
neznamy. NajcastejSou formou ochorenia je
infantilna forma, ktora sa manifestuje uz krat-
ko po narodeni a ma zld prognézu. Adultna
forma ochorenia zvycajne prebieha menej
fulminantne, lebo je pritomna asporn jedna
alela, ktord zabezpecuje rezidudlnu aktivitu
enzymu. Charakteristickymi priznakmi ocho-

renia su cerebeldrna ataxia, extrapyramidové
priznaky (hlavne dysténia, tremor a myoklo-
nus), postihnutie periférneho motoneurénu
a heterogénna psychiatrickd symptomatolégia.
Prvotné prejavy ochorenia sa lisia, pri progresii
svalovej slabosti a atrofie na dolnych koncati-
nach sa podoba a ¢asto zamiena s adultnymi
formami spindlnej muskularnej atrofie (Deik et
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