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10150
fructose-1,6- diphosphatase deficiency
Eponyms:
Inheritance:
FBP1
autosomal recessive
Semeiological Metabolic disorder, isolated defect. Neonatal onset, hyperventilation, apnea, convulsions, lactic acidosis,
hypoglycemia, ketosis, coma, occurring in the fasting state or febrile infections.
Synthesis:
Group
Sub group
Signs:
ENDOCRINOLOGICAL, METABOLIC DISORDERS
pancreas, islet modified functions
pancreas, islet dysfunction
GASTROINTESTINAL DISORDERS
liver dysfunctions, liver anomalies
hepatomegaly, liver enlarged
LABORATORY DATA
biochemical markers
metabolic defect
chromosomal assignment
chromosome 9q localization
foetal-amniotic biochemical data
fructose-1,6-diphosphatase (foetal)
gene, structural-functional anomalies
FBP1 fructose-biphosphatase 1, gene
chr.9q22.2-q22.3
gene analysis-DNA analysis
plasma nonprotein-organic constituents,
anomalies
carbohydrates disorders
hypoglycemia
lactic acidosis, lacticacidemia
uric acid, high levels, hyperuricemia
plasma proteins, anomalies
organic acid disorders
tissue, biochemical changes
metabolic acidosis, ketonuria, ketosis,
ketonemia, ketoacidosis
MUSCULAR DISEASES
systemic muscular defects
hypotonia, muscular weakness, muscular
hypoplasia, myastenia, not including atyrophy
NEUROLOGICAL DISORDERS
neurological dysfunctions
seizures, convulsions, epilepsy
performance changes, not including mental
retardation
stupor, lethargy, including coma
OTHERS
inheritance
inheritance, autosomal recessive
supergroups
endocrino-neuro disorders
PRENATAL-NEONATAL MODIFIED DATA
foetal changes
foetal changes, recognized by laboratory data
prenatal diagnosis
prenatal diagnosis, metabolic
RESPIRATORY DISORDERS
respiratory distress
hyperpnea, hyperventilation, dyspnea
SKELETAL DISORDERS
fructose-1,6- diphosphatase deficiency
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stature, growth, modified habitus
growth delayed, failure to thrive, growth
retardation
Super group:
endocrino-neuro disorders
Super aggreg. FOETAL CHANGES
foetal changes, recognized by laboratory data
Aggregations:
METABOLIC DISORDERS
carbohydrates, disorders
metabolic acidosis, ketonuria, ketosis, ketonemia, ketoacidosis
organic acid disorders
Differential
diagnosis:
Bibliography
850
7600
10160
11020
11025
11026
11045
11047
11010
13010
13015
14560
28497
28660
22070
aglycogenosis
dicarboxylic aminoaciduria
fructosemia
glycogenosis IXA
glycogenosis IXB
glycogenosis IXC
glycogenosis limited to heart
glycogenosis muscle X-linked
glycogenosis VIII
hypoglycemia , familial
hypoglycemia, glycerol induced
Leigh disease, autosomal recessive
Leigh disease, X-linked
Leigh syndrome, French-Canadian type
pyruvate dehydrogenase, deficiency
OMIM ID: 229700
Annuario Orphanet-Italia delle Malattie Rare, 2005 pag.384
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.22072208,2007
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