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carbohydrate-deficient glycoprotein syndrome type Iid
Eponyms:
Inheritance:
CDGIId
autosomal recessive
Semeiological Metabolic disorder, isolated defect. Hypotonia, macrocephaly, Dandy-Walker malformation, coasgulation
abnormalities.
Synthesis:
Group
Sub group
Signs:
HEMOPOIETIC-LYMPHORETICULAR SYSTEM
DISORDERS
coagulation disorders, including platelet changes
haemostatic disorders, bleeding tendency
hemorrhage, ecchymoses, bleeding diathesis,
purpura
LABORATORY DATA
biochemical markers
metabolic defect
chromosomal assignment
chromosome 9p localization
gene, structural-functional anomalies
gene analysis-DNA analysis
GT1 (GGTB2) (B4GAT1) (GTB), gene
chr.9p13
plasma proteins, anomalies
prothrombin (PT) prolonged time, reduced
time, abnormal consumption index, activation
deficiency
plasma, enzymes, modified functions
creatine kinase, creatine phosphokinase
(CPK) (CK) , high levels
tissue, biochemical changes
glycoprotein, degradation oligosaccharidoses,
disorders of glycosylation
glycosilation disorders (carbohydrate-deficient
glycoprotein syndromes)
MUSCULAR DISEASES
systemic muscular defects
hypotonia, muscular weakness, muscular
hypoplasia, myastenia, not including atyrophy
muscular dystrophy, myopathy
NEUROLOGICAL DISORDERS
brain anomalies
macrocephaly, megalencephaly,
macroencephaly, enlarged head
hydrocephalus
Dandy-Walker malformation, including DandyWalker variant
OTHERS
inheritance
inheritance, autosomal recessive
PRENATAL-NEONATAL MODIFIED DATA
foetal changes
foetal changes, recognized by laboratory data
foetal changes, recognized by ultrasound
techniques
prenatal diagnosis
prenatal diagnosis, echographic
prenatal diagnosis, molecular
Super group:
carbohydrate-deficient glycoprotein syndrome type Iid
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Super aggreg. FOETAL CHANGES
foetal changes, recognized by laboratory data
Aggregations:
foetal changes, recognized by ultrasound techniques
HEMATOLOGICAL DISORDERS
haemostatic disorders, bleeding tendency
METABOLIC DISORDERS
glycoprotein, degradation oligosaccharidoses, disorders of glycosylation
glycosilation disorders (carbohydrate-deficient glycoprotein syndromes)
MUSCULAR DISORDERS
muscular dystrophy, myopathy
Differential
diagnosis:
Bibliography
4248 carbohydrate-deficient glycoprotein
syndrome type I(a-d-e-g-h-k)
271 carbohydrate-deficient glycoprotein
syndrome type If
272 carbohydrate-deficient glycoprotein
syndrome type Ii
28657 carbohydrate-deficient glycoprotein
syndrome type II
273 carbohydrate-deficient glycoprotein
syndrome type Iie
28675 carbohydrate-deficient glycoprotein
syndrome type III
28676 carbohydrate-deficient glycoprotein
syndrome type IV
94 carbohydrate-deficient glycoprotein
syndrome, type V
4260 carboxylase multiple deficiency, late onset
93 glucosidase I deficiency
12890 hyperpipecolic acidemia
22070 pyruvate dehydrogenase, deficiency
4890 Zellweger syndrome 1
28677 Zellweger syndrome 3
4891 Zellweger syndrome, variant type
OMIM ID: 607091
J.Clin.Invest.109,725-733,2002
OMIM ID: 137060
Annuario Orphanet-Italia delle Malattie Rare 2005, pag. 172
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.22142218,2007
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