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1245
alpha-thalassemia/mental retardation syndrome
Eponyms:
Inheritance:
ATR nondeletion type
ATR2
ATRX
HBHR
hemoglobin H-mental retardation
HMRD
contiguous genes
X-linked recessive
Semeiological Facio-hemato-neurological disorder. Mental retardation associated with alpha-thalassemia in male.
Dysmorphic face, seizures, microcephaly, hypogonadism, male ambiguous genitalia, gastroesophageal reflux,
Synthesis:
other clinical data. HbH inclusions in red cells.
Group
Sub group
Signs:
GASTROINTESTINAL DISORDERS
oesophageal anomalies
gastroesophageal reflux
GENITAL DISORDERS
genital dysfunctions
hypogenitalism, hypogonadism; small testes,
microorchidism, hypoplastic scrotum
genitalia, ambiguity
ambiguous genitalia, male
male genitalia, modifications not including
ambiguity
cryptorchidism
scrotum, shawl, penoscrotal inversion
LABORATORY DATA
chromosomal assignment
chromosome 16p localization
chromosome X localization
chromosome Xq localization
gene, structural-functional anomalies
gene analysis-DNA analysis
HBHR (ATR1) alpha-thalassemia/mental
retardation syndrome type 1, gene chr.16pterp13.3
XH2 (RAD54) (ATRX) (ATR2) (XNP), X-linked
nuclear protein) (MRXS3), saccharomyces
cerevisiae, gene chr.Xq13
myelo-erythropoietic disorders
anaemia, no haemolytic
hemoglobinopathy, including hereditary
persistence of Hb F
isolated hematopoietic diseases
MUSCULAR DISEASES
muscular defects, distrectual
hernia, umbilical, navel
systemic muscular defects
hypotonia, muscular weakness, muscular
hypoplasia, myastenia, not including atyrophy
NEUROLOGICAL DISORDERS
brain anomalies
microcephaly, microcrania
mental retardation
mental retardation
neurological dysfunctions
seizures, convulsions, epilepsy
performance changes, not including mental
retardation
speech dyspraxia, including speech delayed
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OROCRANIOFACIAL ANOMALIES
facies, modified appearance
dysmorphic face
facial dysmorphism due to cranial changes
including microcephaly
facies, flat, including Potter facies
forehead-orbital region, changes
epicanthus
hypertelorism
inner canthi, lateral displacement
lips, modified appearance
lips, protruding, everted, full, thickened
mouth, modified appearance
mouth, carp shaped, V-shaped, triangular
shaped
mouth, large, wide mouth, macrostomia
nose, modified appearance
nasal bridge, nasal root, depressed, flat,
saddle-nose
nose, philtrum short
teeth, modified structures
microdontia, hypodontia; teeth, hypoplasia,
peg shaped, conical shaped
teeth, incisors: diastema, diastasis
OTHERS
inheritance
inheritance, contiguous gene
supergroups
facio-genito-neuro-skeletal disorders
facio-genito-skeleto-urinary
PRENATAL-NEONATAL MODIFIED DATA
foetal changes
foetal changes, recognized by laboratory data
foetal changes, recognized by ultrasound
techniques
prenatal diagnosis
prenatal diagnosis, echographic
prenatal diagnosis, metabolic
prenatal diagnosis, molecular
SKELETAL DISORDERS
fingers, modified form, deformity
clinodactyly
stature, growth, modified habitus
stature, short, including micromelia, including
short limbs
UROLOGICAL DISORDERS
kidney, malformations
hydronephrosis
kidney, small, underdeveloped, including
renal agenesis
Super group:
dysmorphic face-mental retardation
facio-genito-neuro-skeletal disorders
facio-genito-skeleto-urological disorders
Super aggreg. FOETAL CHANGES
foetal changes, recognized by laboratory data
Aggregations:
foetal changes, recognized by ultrasound techniques
HEMATOLOGICAL DISORDERS
isolated hematopoietic diseases
OTHER
craniofacial dysmorphism due to cranial changes, including microcephaly
dysmorphic face
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Differential
diagnosis:
Bibliography
1630
5940
9640
16241
23940
6181
Angelman syndrome
Coffin-Lowry syndrome
FG syndrome
mental retardation-hemoglobin H
Smith-Lemli-Opitz syndrome
sudden infant death-dysgenesis testes
syndrome
OMIM ID: 301040
Smith's Recognizable Patterns of Human Malformation. 6th Edition pag. 314-315
OMIM ID: 300032
Baraitser-Winter: Congenital Malformation Syndromes Mosby&Wolfe Ed. 1996, pag.23
Wiedemann H.R.-Kunze J.: Clinical Syndromes , Mosby-Wolfe Ed. 1997 pag. 514-515
Annuario Orphanet-Italia delle Malattie Rare, 2005 pag. 771
Emery&Rimoin's: Principles and Practice of Medical Genetics. Church. Livingstone. p.16541674,2007
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