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12270
holoprosencephaly, Steinfeld type
Steinfeld syndrome
Eponyms:
Inheritance:
autosomal recessive
Semeiological Neurological disorder, isolated defect. Prenatal growth deficiency, optic atrophy, severe hypotelorism,
holoprosencephaly, craniosynostosis, midline cleft lip/palate, cardiopathy, other visceral anomalies,
Synthesis:
hypoplastic thumb, limb defects, other clinical findings.
Group
Sub group
Signs:
CARDIOVASCULAR DISORDERS
cardiac congenital defects
cardiopathy, congenital
GASTROINTESTINAL DISORDERS
liver dysfunctions, liver anomalies
gallbladder, anomalies, unspecified type
NEUROLOGICAL DISORDERS
brain anomalies
holoprosencephaly including: cyclopia,
cebocephaly, ethmocephaly, arhinencephaly,
synophthalmia
hypothalamus, hamartoma
microcephaly, microcrania
septum pellucidum agenesis
mental retardation
mental retardation
neurological dysfunctions
seizures, convulsions, epilepsy
OCULAR DISORDERS
corneal defects not including dystrophy
microphthalmos (anteposterior globe
diameter less than 20 mm, in adult),
anophthalmos
iris anomalies
iris, hypoplasia, including iris ectropion
optical nerve defects
optic atrophy
OROCRANIOFACIAL ANOMALIES
facies, modified appearance
dysmorphic face
facial dysmorphism due to cranial changes
including microcephaly
forehead-orbital region, changes
hypotelorism
lip-palate, cleft
lip and palate cleft, cheilognatopalatoschisis
not including isolated palate cleft
lips, modified appearance
upper lip, median cleft
maxilla-cheek changes
midface hypoplasia, malar hypoplasia,
hypoplastic zygomata
nose, modified appearance
nasal bridge, nasal root, depressed, flat,
saddle-nose
nose, flat
OTHERS
inheritance
inheritance, autosomal recessive
supergroups
cardio-facio-gastrointestinal-skeletal disorders
cardio-facio-neuro-skeletal disorders
cardio-facio-oculo-skeleto-urological disorders
holoprosencephaly, Steinfeld type
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cardio-facio-urological disorders
facio-gastrointestinal-neuro-oculo-skeletal
disorders
gastrointestinal-oculo-skeleal disorders
PRENATAL-NEONATAL MODIFIED DATA
foetal changes
birth length, decreased; low birth length
birth weight, low; foetal growth decreased,
intrauterine growth retardation, intrauterine
growth restriction, IUGR
foetal changes, recognized by ultrasound
techniques
prenatal diagnosis
prenatal diagnosis, echographic
RESPIRATORY DISORDERS
respiratory structures, thorax defect
lung hypoplasia, lung structural defects,
immaturity
SKELETAL DISORDERS
fingers, defects
ectrodactyly, adactyly, oligodactyly
limb anomalies, limb defects
ectromelia; limbs, mutilations
lethality, in malformations, no
chondrodystrophy, no chromosomopathies
phocomelia
skull shape, changes
craniosynostosis
stature, growth, modified habitus
stature, short, including micromelia, including
short limbs
thumb-hallux, anomalies
thumb, absent, hallux absent
thumb-toes, short, hypoplastic
UROLOGICAL DISORDERS
kidney, malformations
kidney, ectopic
kidney, malformation, including horseshoe
kidney
Super group:
cardio-facio-gastrointestinal-skeletal disorders
cardio-facio-neuro-skeletal disorders
cardio-facio-oculo-skeleto-urological disorders
cardio-facio-urological disorders
complex plurimalformations
dysmorphic face-mental retardation
facio-gastrointestinal-neuro-oculo-skeletal disorders
facio-neuro-ocular disorders
gastrointestinal-oculo-skeletal disorders
Super aggreg. FOETAL CHANGES
foetal changes, recognized by ultrasound techniques
Aggregations:
LETHALITY
lethality in plurimalformations, not including chondrodystrophy or chromosomopathies
OTHER
craniofacial dysmorphism due to cranial changes, including microcephaly
dysmorphic face
Differential
diagnosis:
holoprosencephaly, Steinfeld type
27903
28545
12250
12275
12260
64
aprosencephaly-cerebellar dysgenesis
Camera-Lituania-Cohen syndrome
holoprosencephaly 1
holoprosencephaly 3
holoprosencephaly-polydactyly syndrome
Jacobsen syndrome
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11560 Pallister-Hall syndrome
27532 Sperber-Honore-Johnson syndrome
Aggregation(s) [in differential diagnosis]:
- lethality in plurimalformations, not including
chondrodystrophy or chromosomopathies
- lethality, in chomosomal disorders
Bibliography
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