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Klinefelter syndrome
Eponyms:
Inheritance:
47,XXY syndrome
XXY syndrome
chromosomic
Semeiological Facio-genito-neuro-skeletal disorder. Tendency from childhood towards long limbs, tall stature, small penis
and testes, occasionally gynecomastia. Female distribution of body fat; scanty body hair; infertility,
Synthesis:
azoospemia; osteoporosis. Behaviour problems such as insecurity, shyness, decreased ability to spell;
intention tremors. Reduction of IQ by about 10-15 points. Higher mortalitly from lung cancer, breast cancer,
non-Hodgkin limphoma. Occasional success of testicular sperm injection (TESE) and intracytoplasmatic
sperm injection (ICSI) resulting in the birth of healthy children. Prevalence: 1 in 900 live birth males.
Group
Sub group
Signs:
GENITAL DISORDERS
breast, changes
gynecomasty
genital dysfunctions
hypergonadotropic hypogonadism
hypogenitalism, hypogonadism; small testes,
microorchidism, hypoplastic scrotum
infertility, sterility
male genitalia, modifications not including
ambiguity
cryptorchidism
LABORATORY DATA
chromosomal disorders
chromosomal numerical and/or structural
anomalies
pituitary hormones, modified functions
follicle-stimulating hormone, gonadotrophin
(FSH) , high levels
luteinizing hormone, gonadotrophin (LH) ,
high levels
semen, modified appearance
azoospermia, including: oligozoospermia,
asthenozoospermia, teratozoorspermia, OAT
syndrome,
NEUROLOGICAL DISORDERS
behaviour, changes
personality changes
neurological dysfunctions
tremor, tremulousness
performance changes, not including mental
retardation
speech dyspraxia, including speech delayed
OTHERS
inheritance
inheritance, chromosomic
supergroups
genito-neuro-skeletal disorders
PRENATAL-NEONATAL MODIFIED DATA
foetal changes
foetal changes, recognized by laboratory data
prenatal diagnosis
prenatal diagnosis, cytogenetic
SKELETAL DISORDERS
stature, growth, modified habitus
stature, tall
Super group:
Klinefelter syndrome
genito-neuro-skeletal disorders
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Super aggreg. FOETAL CHANGES
foetal changes, recognized by laboratory data
Aggregations:
OTHER
hypergonadotropic hypogonadism
isolated genital disorders
Differential
diagnosis:
1592
391
8915
11470
13367
27799
13364
28455
8144
15533
androgen insensitivity minimal
aspermiogenesis factor
chromosome Y pericentric inversion
gynecomastia, hereditary
infertile male syndrome
infertility, oligosynaptic
infertility-multitailed spermatozoa
Kallmann syndrome 3
Kallmann-ichthyosis syndrome
male-determining factor defect, autosomal
recessive
23875 sinusitis-infertility syndrome
28457 spermatogenesis arrest
102 varicocele, familial
Aggregation(s) [in differential diagnosis]:
- hypergonadotropic hypogonadism
Bibliography
Klinefelter syndrome
Wiedemann H.R.-Kunze J.: Clinical Syndromes , Mosby-Wolfe Ed. 1997 pag. 634
Smith's Recognizable Patterns of Human Malformation. 6th Edition pag.68-69
Baraitser-Winter: Congenital Malformation Syndromes Mosby&Wolfe Ed. 1996, pag.12
Thompson&Thompson: Genetica in Medicina. Idelson-Gnocchi Ed. 2005, pag.213-214
Wiedemann H.R.-Kunze J.: Clinical Syndromes , Mosby-Wolfe Ed. 1997 pag. 634-635
J.Natl.Cancer Inst. 97(16),1204-1210,2005
J.Clin.Endocrinol.Metab. 90(11),6263-6267,2005
Annuario Orphanet-Italia delle Malattie Rare 2005, pag. 485
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.735,2007
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.10441047,2007
Page 2 of 2













Related documents 















[image: 27010.pdf]


27010.pdf










[image: 16170.pdf]


16170.pdf










[image: 9107.pdf]


9107.pdf










[image: placenta circumvallata]


placenta circumvallata










[image: 16960.pdf]


16960.pdf










[image: 9140.pdf]


9140.pdf










[image: 18470.pdf]


18470.pdf










[image: 22330.pdf]


22330.pdf










[image: 17062.pdf]


17062.pdf










[image: 13500.pdf]


13500.pdf










[image: 404.pdf]


404.pdf










[image: PROGRAMMA DI LINGUA INGLESE C - "da Vinci - G. R. Carli]


PROGRAMMA DI LINGUA INGLESE C - "da Vinci - G. R. Carli




















	

studyres.com © 2024


	

DMCA 

	

Privacy 

	

Terms 

	

Report 












[image: ]










