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9845
Fleisher syndrome
Eponyms:
Inheritance:
agammaglobulinemia-isolated
growth hormone deficiency
AGMX1
AT
BTK
hypogammaglobulinemia isolated
growth hormone deficiency
IMD1
XLA
contiguous genes
X-linked recessive
Semeiological Genito-Hemato-skeletal disorder. Short stature, retarded bone age, delayed puberty, recurrent infections,
immunoglobulin/B cells deficiency.
Synthesis:
Group
Sub group
Signs:
AUDITORY DISORDERS
deafness
otitis
GENITAL DISORDERS
genital dysfunctions
puberty, delayed
JOINT DISORDERS
joint, changes, not including laxity and
contractures
arthritis, joint phlogosis
LABORATORY DATA
biochemical markers
metabolic defect
chromosomal assignment
chromosome X localization
chromosome Xq localization
gene, structural-functional anomalies
BTK (AGMX1) (IMD1) (XLA) (AT) Bruton
agammaglobulinemia, tyrosine kina, gene
chr.Xq21.3-q22
gene analysis-DNA analysis
infective agents
bacterial infections
lymphoreticular system, changes
B-cell changes
pituitary hormones, modified functions
somatocrinin (growth hormone-releasing
factor, GHRF), low levels
plasma proteins, anomalies
hormones, dysfunctions
immunodefects, humoral B-cell
immunoglobulin A (IgA) serum, low levels
immunological disorders
OTHERS
inheritance
inheritance, contiguous gene
inheritance, X-linked recessive
RESPIRATORY DISORDERS
respiratory distress
respiratory infections, recurrent, including
pneumonitis
SKELETAL DISORDERS
ossification, changes
bone age, delayed
Fleisher syndrome
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stature, growth, modified habitus
stature, short, including micromelia, including
short limbs
Super group:
Super aggreg. INFECTIONS SUSCEPTIBILITY
immunodefects, humoral B-cell
Aggregations:
METABOLIC DISORDERS
hormones, dysfunctions
immunological disorders
Differential
diagnosis:
Bibliography
Fleisher syndrome
27771
13374
20015
20252
antibody deficiency-alopecia syndrome
insulinlike growth factor-I resistance
panhypopituitarism X-linked
Parkman disease
OMIM ID: 307200
OMIM ID: 300300
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.1838,2007
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