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2065
apolipoprotein AI/CIII deficiency
Eponyms:
Inheritance:
APOA1
APOA1/APOC3 fusion gene
HDLA
high density lipoprotein deficiency
high density lipoprotein Detroit type
hypoalphalipoproteinemia primary
Marburg apolipoprotein A-1
Milano apolipoprotein A-1
planar xanthomas
autosomal dominant
Semeiological Cardiovasculo-metabolic-ocular disorder. Prematury coronary disease, mild corneal opacifications before age
40 in homozygotes, and before age 60 in heterozygotes; renal failure.
Synthesis:
Group
Sub group
Signs:
CARDIOVASCULAR DISORDERS
cardiac congenital defects
coronary disease, myocardial infarction,
angina
DERMATOLOGICAL DISORDERS
cutis, nodules
xanthelasmata, xantoma of palpebral
xantoma cutis
ENDOCRINOLOGICAL, METABOLIC DISORDERS
pancreas, islet modified functions
pancreas, islet dysfunction
LABORATORY DATA
biochemical markers
metabolic defect
chromosomal assignment
chromosome 11q localization
chromosome 9p localization
gene, structural-functional anomalies
APOA1 apolipoprotein A-I, gene chr.11q23
gene analysis-DNA analysis
HDLC1 quantitative trait locus (QTL) on chr.9,
gene chr.9p
pancreatic hormones, modified functions
insulin-resistance
plasma lipids, anomalies
lipoprotein , low levels
lipoprotein, lipid disorders
plasma nonprotein-organic constituents,
anomalies
carbohydrates disorders
diabetes mellitus in syndromic association
hyperglycemia
plasma proteins, anomalies
APOA apolipoproteinemia A deficiency
high density lipoprotein cholesterol (HDLC) ,
low level
NEUROLOGICAL DISORDERS
neurological dysfunctions
peripheral neuropathy, including:
polyneuropathy, neuralgia
OCULAR DISORDERS
corneal defects not including dystrophy
corneal clouding
eyelids, anomalies
eyelids, cysts, swelling, nodules, oedema
apolipoprotein AI/CIII deficiency
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OTHERS
inheritance
inheritance, autosomal dominant
supergroups
cardio-cutaneous-oculo disorders
endocrino-neuro disorders
PRENATAL-NEONATAL MODIFIED DATA
foetal changes
foetal changes, recognized by laboratory data
prenatal diagnosis
prenatal diagnosis, molecular
UROLOGICAL DISORDERS
renal dysfunctions
renal failure, including: nephritis,
pyelonephritis, glomerulonephritis
Super group:
cardio-cutaneous-ocular disorders
cardio-ocular disorders
endocrino-neuro disorders
Super aggreg. FOETAL CHANGES
foetal changes, recognized by laboratory data
Aggregations:
METABOLIC DISORDERS
carbohydrates, disorders
lipoprotein, lipid disorders
OTHER
diabetes, mellitus in syndromic association
Differential
diagnosis:
Bibliography
apolipoprotein AI/CIII deficiency
1580
2067
12017
12978
18470
27050
analphalipoproteinemia
apolipoprotein A-II defect
hepatic lipase deficiency
hypoalphalipoproteinemia A-1
Norum disease
xanthomatosis cerebrotendinous
OMIM ID: 107680
OMIM ID: 606613
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.22532278,2007
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.18251826,2007
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