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7611
DiGeorge 2 sequence
Eponyms:
Inheritance:
DGCR2
autosomal dominant
chromosomic
supposed contiguous genes
Semeiological Cardio-facio-endocrino-metabolic-neurological disorder. Neonatal hypocalcemic tetany, dysmorphic face,
cardiac defects, hypoparathyroidism, thymic agenesis, cortical area lymph nodes depletion, infections
Synthesis:
susceptibility, weakness. Chromosome 10 assignment.
Group
Sub group
Signs:
AUDITORY DISORDERS
deafness
deafness sensorineural, including unspecified
type
deafness, in syndromic association
CARDIOVASCULAR DISORDERS
aortic anomalies
aortic arch, anomalies
cardiac congenital defects
cardiopathy, congenital
tetralogy of Fallot
ENDOCRINOLOGICAL, METABOLIC DISORDERS
pancreas, islet modified functions
pancreas, islet dysfunction
parathyroid, changes
hypoparathyroidism
parathyroid, hypoplasia
GASTROINTESTINAL DISORDERS
anorectal anomalies
anal/anorectal atresia, malformation,
imperforate anus, stenosis
oesophageal anomalies
oesophageal atresia, brachyoesophagus
HEMOPOIETIC-LYMPHORETICULAR SYSTEM
DISORDERS
thymus, anomalies
thymus, hypoplasia, absence
LABORATORY DATA
biochemical markers
metabolic defect
chromosomal assignment
chromosome 10p localization
chromosome 22q localization
chromosomal disorders
CATCH-22 microdeletion-syndrome
chromosomal microdeletions
chromosomal numerical and/or structural
anomalies
gene, structural-functional anomalies
DGCR2 (IDD) Di George critical region gene
2 (integral membrane protein deleted), gene
chr.22q11
DGS2 (DGCR2) DiGeorge syndrome
chromosome region-2, gene chr.10p14-p13
gene analysis-DNA analysis
infective agents
bacterial infections
myelo-erythropoietic disorders
lympho-histioreticular diseases
plasma electrolytes-inorganic constituents,
modified functions
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calcium , low levels (hypocalcemia)
phosphate, high levels; hyperphosphatemia
plasma nonprotein-organic constituents,
anomalies
carbohydrates disorders
diabetes mellitus in syndromic association
hyperglycemia
plasma proteins, anomalies
hormones, dysfunctions
immune and immune-complex disease
immunodefects, cellular T-cell
immunological disorders
MUSCULAR DISEASES
muscular defects, distrectual
diaphragmatic defects, diaphragmatic hernia
systemic muscular defects
hypotonia, muscular weakness, muscular
hypoplasia, myastenia, not including atyrophy
NEUROLOGICAL DISORDERS
mental retardation
mental retardation
neurological dysfunctions
seizures, convulsions, epilepsy
sudden death
performance changes, not including mental
retardation
speech dyspraxia, including speech delayed
OROCRANIOFACIAL ANOMALIES
facies, modified appearance
dysmorphic face
forehead-orbital region, changes
eyelids, fissures, downslanting, antimongoloid
slant
eyelids, fissures, short, narrow
hypertelorism
hypotelorism
inner canthi, lateral displacement
mandibular changes
micrognathia, mandibular hypoplasia, small
jaw, not including: severe micrognathia,
agnathia
retrognathia
nose, modified appearance
choanal atresia
OTHERS
inheritance
inheritance, autosomal dominant
inheritance, chromosomic
supergroups
cardio-facio-gastrointestinal-skeletal disorders
cardio-facio-hemato-intestinal disorders
cardio-facio-neuro-skeletal disorders
cardio-facio-oto-skeletal disorders
endocrino-facio-gastrointestinal-skeletal
disorders
endocrino-facio-hemato-neuro disorders
facio-oto-respiratory disorders
hematologic-neuro-oto-skeletal
PRENATAL-NEONATAL MODIFIED DATA
foetal changes
foetal changes, recognized by ultrasound
techniques
prenatal diagnosis
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prenatal diagnosis, echographic
RESPIRATORY DISORDERS
larynx, changes
voice, nasal
SKELETAL DISORDERS
stature, growth, modified habitus
stature, short, including micromelia, including
short limbs
Super group:
cardio-facio-gastrointestinal-hemato disorders
cardio-facio-gastrointestinal-skeletal disorders
cardio-facio-neuro-skeletal disorders
cardio-facio-oto-skeletal disorders
cardio-neuro-oto disorders
dysmorphic face-mental retardation: endocrinological disorders
dysmorphic face-mental retardation: metabolic disorders
endocrino-facio-gastrointestinal-skeletal disorders
endocrino-facio-hemato-neuro disorders
facio-oto-respiratory disorders
hemato-neuro-oto-skeletal disorders
Super aggreg. DEAFNESS
deafness, in syndromic association
Aggregations:
FOETAL CHANGES
foetal changes, recognized by ultrasound techniques
HEMATOLOGICAL DISORDERS
lympho-histioreticular diseases
INFECTIONS SUSCEPTIBILITY
immunodefects, cellular T-cell
LETHALITY
sudden death
vomit, lethargy, hypotonia, other features including some metabolic defects without dysmorphism/malform
METABOLIC DISORDERS
carbohydrates, disorders
hormones, dysfunctions
immune and immune-complex diseases
immunological disorders
OTHER
CATCH-22 microdeletion-syndrome
diabetes, mellitus in syndromic association
dysmorphic face
microdeletion syndrome
Differential
diagnosis:
DiGeorge 2 sequence
820 agammaglobulinemia 1, Bruton type
28475 agammaglobulinemia non-Bruton type
28473 agammaglobulinemia Swiss type
autosomal recessive
830 agammaglobulinemia, Swiss type
2870 Barakat syndrome
28533 Bilous syndrome
5100 CHARGE syndrome
7610 DiGeorge 1 sequence
7611 DiGeorge 2 sequence
26440 Dionisi Vici syndrome
27230 foetal D-penicillamine effect
13060 hypoparathyroidism, X-linked
8412 ICOS deficiency
13309 immunodeficiency-6
14155 Kretschmer syndrome
28786 Miller-Meyer-Bartter disease
18310 Nezelof disease
22500 reticular dysgenesis
27950 Sanjad-Sakati syndrome
23250 Say microcephaly syndrome
23333 Schaller disease
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27756 Sondheimer syndrome
28016 Stoll-Alembik-Lutz syndrome
25410 thyrotropin, deficiency
Bibliography
DiGeorge 2 sequence
OMIM ID: 188400
OMIM ID: 601362
OMIM ID: 600594
OMIM ID: 601755
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.10911095,2007
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.1847,2007
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.1966,2007
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