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GRACILE syndrome
Eponyms:
Inheritance:
Fellman syndrome
FLNMS
growth retardation-aminoaciduriacholestasis-iron overload-lactic
acidosis-early death
lethal neonatal metabolic syndrome,
Finnishn type
autosomal recessive
Semeiological Metabolic disorder, isolated defect. Intrauterine growth retardation, lethal lactic acidosis, defect in iron
metabolism, liver hemosiderosis.
Synthesis:
Group
Sub group
Signs:
LABORATORY DATA
biochemical markers
metabolic defect
chromosomal assignment
chromosome 2q localization
gene, structural-functional anomalies
FLNMS (BCS1L) (GRACILE), gene chr.2q33
gene analysis-DNA analysis
plasma electrolytes-inorganic constituents,
modified functions
iron overload, hemosiderosis, including
hemochromatosis
plasma nonprotein-organic constituents,
anomalies
amino acid disorders
lactic acidosis, lacticacidemia
plasma proteins, anomalies
organic acid disorders
tissue, biochemical changes
lethality, in
metabolic/immunological/environmental
disorders
metabolic acidosis, ketonuria, ketosis,
ketonemia, ketoacidosis
urine, constituent changes
aminoaciduria
NEUROLOGICAL DISORDERS
performance changes, not including mental
retardation
stupor, lethargy, including coma
OTHERS
inheritance
inheritance, autosomal recessive
PRENATAL-NEONATAL MODIFIED DATA
foetal changes
birth weight, low; foetal growth decreased,
intrauterine growth retardation, intrauterine
growth restriction, IUGR
foetal changes, recognized by laboratory data
foetal changes, recognized by ultrasound
techniques
prenatal diagnosis
prenatal diagnosis, echographic
prenatal diagnosis, metabolic
prenatal diagnosis, molecular
Super group:
GRACILE syndrome
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Super aggreg. FOETAL CHANGES
foetal changes, recognized by laboratory data
Aggregations:
foetal changes, recognized by ultrasound techniques
LETHALITY
lethality, in metabolic/immunological/environmental disorders
METABOLIC DISORDERS
amino acid disorders
metabolic acidosis, ketonuria, ketosis, ketonemia, ketoacidosis
organic acid disorders
Differential
diagnosis:
4261 carboxylase multiple deficiency, neonatal
form
9313 Fanconi renotubular syndrome I
9314 Fanconi renotubular syndrome II
10852 glutaricaciduria
11945 hemochromatosis, neonatal
28498 mitochondrial myopathy, lethal infantile
16805 mitochondrial respiratory chain complex I
defect
16808 mitochondrial respiratory chain complex IV
defect
16811 mitochondrial respiratory chain complex IV
defect with de Toni-Fanconi-Debre
27963 Moreadith syndrome
28656 oxoglutaricaciduria
28751 phosphoenolpyruvate carboxykinase 1,
deficiency
20832 phosphoenolpyruvate carboxykinase 2,
deficiency
22070 pyruvate dehydrogenase, deficiency
27917 succinic acidemia
4890 Zellweger syndrome 1
Aggregation(s) [in differential diagnosis]:
- metabolic acidosis, ketonuria, ketosis,
ketonemia, ketoacidosis
Bibliography
GRACILE syndrome
OMIM ID: 603358
Lancet 351,490-493,1998
OMIM ID: 603647
Annuario Orphanet-Italia delle Malattie Rare 2005, pag. 410
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