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Giannotti syndrome
Eponyms:
Inheritance:
progeroid facial-hand anomalies
syndrome
autosomal dominant
Semeiological Facio-neuro-oto-skeletal disorder. Progeroid facial appearance, deafness, syndactyly, other hand defects,
mental retardation.
Synthesis:
Group
Sub group
Signs:
AUDITORY DISORDERS
deafness
deafness conductive type
deafness sensorineural, including unspecified
type
deafness, in syndromic association
CARDIOVASCULAR DISORDERS
cardiac congenital defects
tetralogy of Fallot
ventricle, hypoplasia
DERMATOLOGICAL DISORDERS
hair, changes
hair, sparse not including alopecia totalis
subcutaneous changes
subcutaneous, scarce, thin
JOINT DISORDERS
joint, mobility reduction
camptodactyly
NEUROLOGICAL DISORDERS
brain anomalies
microcephaly, microcrania
mental retardation
mental retardation
OCULAR DISORDERS
eyelids, anomalies
blepharophymosis
OROCRANIOFACIAL ANOMALIES
facies, modified appearance
facial dysmorphism due to cranial changes
including microcephaly
facies, senile, folded progeroid facies,
premature aging, pinched
forehead-orbital region, changes
eyelids, fissures, upslanting, mongoloid slant
frontal bossing
lips, modified appearance
lower lip, thin
mouth, modified appearance
mouth, small, microstomia
nose, modified appearance
nose, philtrum short
nose, prominent, long
OTHERS
inheritance
inheritance, autosomal dominant
supergroups
arthro-facio-neuro-oculo--oto-skeletal
disorders
arthro-neuro-oculo-oto-skeleal disorders
arthro-neuro-skeletal disorders
arthro-oculo-oto disorders
cutaneous-facio-neuro-oculo disorders
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cutaneous-oculo-oto-skeletal disorders
facio-neuro-oculo-oto disorders
facio-neuro-oculo-skeletal disorders
PRENATAL-NEONATAL MODIFIED DATA
foetal changes
foetal changes, recognized by ultrasound
techniques
prenatal diagnosis
prenatal diagnosis, echographic
SKELETAL DISORDERS
fingers, modified form, deformity
clinodactyly
syndactyly
syndactyly, in syndromic association
Super group:
arthro-facio-neuro-oculo-oto-skeletal disorders
arthro-neuro-skeletal disorders
arthro-oculo-oto disorders
cutaneous-facio-neuro-ocular disorders
cutaneous-oculo-oto-skeletal disorders
dysmorphic face-mental retardation: deafness
facio-neuro-oculo-skeletal disorders
Super aggreg. DEAFNESS
deafness, in syndromic association
Aggregations:
FOETAL CHANGES
foetal changes, recognized by ultrasound techniques
OTHER
craniofacial dysmorphism due to cranial changes, including microcephaly
Differential
diagnosis:
Bibliography
Giannotti syndrome
3780
7050
11315
11421
27508
28060
21830
23730
24930
branchio-oculo-facial syndrome
de Barsy syndrome
GRANDDAD syndrome
growth factors combined defect
Mulvihill-Reardon-Smith syndrome
Penttinen syndrome
pseudoprogeria
Shepard syndrome
Tay syndrome
Am.J.Med.Genet.73,227-229,1997
OMIM ID: 602249
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.1121,2007
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