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7640
dihydropyrimidine-dehydrogenase deficiency
Eponyms:
Inheritance:
DPD
DPYD
fluorouracil toxicity
pyridinemia
thymine-uraciluria
autosomal recessive
Semeiological Metabolic disorder, isolated defect. Unusual severe reaction to fluorouracil administration, stomatitis,
leucopenia, hair loss, diarrhea, ataxia, other neurological symptoms.
Synthesis:
Group
Sub group
Signs:
DERMATOLOGICAL DISORDERS
hair, changes
hair, brittle
hair, sparse not including alopecia totalis
GASTROINTESTINAL DISORDERS
intestinal dysfunctions
malabsorption, including diarrhea
LABORATORY DATA
biochemical markers
metabolic defect
chromosomal assignment
chromosome 1p localization
foetal-amniotic biochemical data
dihydropyrimidine dehydrogenase (foetal)
gene, structural-functional anomalies
DPYD (DPD) dihydropyrimidine
dehydrogenase, gene chr.1p22
gene analysis-DNA analysis
granulocytes, changes
granulocytes, reduction absence, neutropenia
myelo-erythropoietic disorders
anaemia, no haemolytic
isolated hematopoietic diseases
red cells enzymatic disorders
plasma electrolytes-inorganic constituents,
modified functions
potassium , low levels (hypokalemia)
plasma nonprotein-organic constituents,
anomalies
nucleic acid disorders:pyrimidine metabolism,
defects
pyridine, high levels
urea cycle disorders
plasma proteins, anomalies
APOB apolipoprotein B deficiency
drug sensitivity
tissue, biochemical changes
dihydropyrimidine dehydrogenase, low activity
urine, constituent changes
thymine-uracil , high levels
NEUROLOGICAL DISORDERS
brain anomalies
microcephaly, microcrania
ventriculomegaly, wide ventricles
neurological dysfunctions
cerebellar ataxia, sensory ataxia
OCULAR DISORDERS
choroidoretinal defects
dihydropyrimidine-dehydrogenase deficiency
Page 1 of 2
Copyright 1980 - 2007 V. Ventruto / A. Di Luccio
Genus database
choroidal coloboma, retinal coloboma,
macular coloboma,
eye, motility defects
nystagmus
iris anomalies
iris, coloboma
OROCRANIOFACIAL ANOMALIES
facies, modified appearance
facial dysmorphism due to cranial changes
including microcephaly
oral mucous membrane,changes
oral lesions, nodules, papules, ulcers
OTHERS
inheritance
inheritance, autosomal recessive
supergroups
cutaneous-facio-neuro-oculo disorders
PRENATAL-NEONATAL MODIFIED DATA
foetal changes
bilateral foetal fluid collections in the head
foetal changes, recognized by laboratory data
foetal changes, recognized by ultrasound
techniques
prenatal diagnosis
prenatal diagnosis, echographic
prenatal diagnosis, metabolic
Super group:
cutaneous-facio-neuro-ocular disorders
Super aggreg. FOETAL CHANGES
foetal changes, recognized by laboratory data
Aggregations:
foetal changes, recognized by ultrasound techniques
FOETAL FLUID COLLECTIONS IN THE HEAD
bilateral foetal fluid collections in the head
HEMATOLOGICAL DISORDERS
isolated hematopoietic diseases
METABOLIC DISORDERS
nucleic acid disorders:pyrimidine metabolism, defects
urea cycle, disorders
OTHER
craniofacial dysmorphism due to cranial changes, including microcephaly
drug sensitivity
Differential
diagnosis:
Bibliography
7641 dihydropyrimidinuria
OMIM ID: 274270
Annuario Orphanet-Italia delle Malattie Rare 2005, pag. 254
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.22392240,2007
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