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V ramci projektu MedPed (Make Early Diagnosis to Prevent Early Deaths) byla v nasi lipidové ambulanci vySetfena pacientka
s familidrni hypercholesterolemii. Pfi dalSim vysetreni rodiny byly u jeji sestry zjistény naopak velmi nizké hodnoty celkového
i LDL-cholesterolu a velmi nizka (prakticky neméfitelnd) koncentrace HDL-cholesterolu. Diferencidlné diagnosticky bylo
vysloveno podezieni na vzacnou formu familiarni hypoalfalipoproteinemie, tzv. Tangierskou nemoc. Toto podezieni pak
bylo potvrzeno molekularné genetickym vysetfenim. Tangierska nemoc je vrozené onemocnéni lipidového metabolismu
charakterizované extrémné nizkou koncentraci HDL-cholesterolu, apolipoproteinu A-l a akumulaci esterd cholesterolu
v makrofazich. Prvni pfipad Tangierské nemoci byl popsén v roce 1961 na ostrové Tangier. V nasi praci popisujeme prvniho
pacienta s homozygotni formou Tangierské nemoci v Ceské republice.
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Tangier disease in family with the phenotype of familial hypercholesterolemia

Within the project MedPed (Make Early Diagnosis to Prevent Deaths) we have examined patient with familial hypercholesterol-
emia in our lipid ambulance. During the following investigation of the patient’s family we found out that her sister has on the
contrary very low levels of total and LDL-cholesterol. Concentration of HDL-cholesterol was extreamly low (almost immeasur-
able). Differential diagnosis uttered a suspicion of rare form of familial hypoalfalipoproteinemia so-called Tangier disease. This
suspicion was then confirmed by molecular genetic examination. Tangier disease is a rare lipoprotein metabolism disorder
characterized biochemically by almost complete absence of plasmatic HDL- cholesterol, extremely low level of apolipoprotein
A-l and accumulation of cholesterol esters in macrophages. The first case was recorded on the Tangier island in 1961. In our
research we describe the first case of a patient with homozygous form of Tangier disease in the history of the Czech Republic.
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Uvod

Tangierskd nemoc (TN) (OMIM katalogové ¢islo #205400) je raritni
vrozené onemocnén lipidového metabolismu charakterizované extrémné
nizkou hladinou HDL-cholesterolu (HDL-C), extrémné nizkou hladinou
apolipoproteinu A-l (ApoA-I) a akumulaci ester(i cholesterolu v makrofazich.
Poprvé bylo toto onemocnéni popsano Fredricsonem a spol. v roce 1961
u dvou sourozencd Zijicich na ostrové Tangier (1). P¥icinou onemocnéni je
mutace v genu pro ABCAT1 (fosfolipidy transportujici ATPasa-ATP binding

cassette transporterl). U TN se klinicky fenotyp pfendsi autozomalné re-
cesivné, zatimco lipidovy fenotyp se prendsi kodominantné (2). Typickym
biochemickym nalezem u homozygotl s TN je plazmatické hladina HDL-
-C pod 0,13 mmol/l, apoA-I pod 0,16 g/I, ApoA-Il dosahuje 5-10 % normy.
Plazmatickd hladina celkového cholesterolu (T-Chol) je pod 3,9 mmol/I.
Hodnota triacylglycerold (Tg) je v plazmé bud normalni, nebo jen mirné
zvySena v rozmezi 2,0-4,5 mmol/l (2, 3, 4). Extrémné nizké hodnoty HDL-
-C a ApoA-l nejsou béznym nélezem v nasi klinické praxi. Tento nélez
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