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28117
Diamond-Blackfan disease, dominant
Eponyms:
Inheritance:
anemia hypoplastic congenital
Blackfan-Diamond congenita
hypoplastic anemia
chronic congenital aregenerative
anemia
DBS recessive type
erythrogenesis imperfecta
Estren-Dameshek variant of
Fanconi anemia
pure red cell anemia
autosomal dominant
genetic heterogeneity
Semeiological Hemato-skeletal disorder. Hypoplastic macrocytic anemia/aplastic anemia without propensity for leukemia,
skeletal anomalies. May be the same of AASE syndrome.
Synthesis:
Group
Sub group
Signs:
CARDIOVASCULAR DISORDERS
cardiac congenital defects
cardiomegaly
cardiopathy, congenital
GASTROINTESTINAL DISORDERS
liver dysfunctions, liver anomalies
ascites
LABORATORY DATA
chromosomal disorders
chromosomal fragility, instability, breakage
chromosome breakage syndromes
gene, structural-functional anomalies
DBA2, gene chr.8p23.3-p22
gene analysis-DNA analysis
RPS19 ribosomal protein S19 (DBA), gene
chr.19q13.2
lymphoreticular system, changes
monocytes-macrophage disorders
myelo-erythropoietic disorders
anaemia, no haemolytic
isolated hematopoietic diseases
OTHERS
inheritance
inheritance, autosomal dominant
inheritance, genetic heterogeneity
supergroups
cardio-gastrointestinal-skeletal disorders
PRENATAL-NEONATAL MODIFIED DATA
foetal changes
foetal changes, recognized by ultrasound
techniques
prenatal diagnosis
foetal blood analysis
prenatal diagnosis, echographic
SKELETAL DISORDERS
stature, growth, modified habitus
stature, short, including micromelia, including
short limbs
Super group:
cardio-gastrointestinal-skeletal disorders
Super aggreg. FOETAL CHANGES
foetal changes, recognized by ultrasound techniques
Aggregations:
Diamond-Blackfan disease, dominant
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HEMATOLOGICAL DISORDERS
isolated hematopoietic diseases
OTHER
chromosome-breakage syndromes
Differential
diagnosis:
Bibliography
20
7520
118
9310
9305
27648
Aase syndrome
Diamond-Blackfan disease recessive
Fanconi anemia, complementation D1
Fanconi pancytopenia, type 1
Fanconi-like syndrome
triphalangia-thrombasthenia-deafness
syndrome
OMIM ID: 105650
OMIM ID: 603474
OMIM ID: 606129
Baraitser-Winter: Congenital Malformation Syndromes Mosby&Wolfe Ed. 1996, pag.93-94
Annuario Orphanet-Italia delle Malattie Rare 2005, pag.65
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.3777,2007
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.1689,2007
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