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GENETIC TEST:
Short Stature (gene panel)

FULL NAME: Short Stature (gene panel)

TEST TYPE: Clinical

TEST SPECIALTY: Molecular Genetics

TEST PURPOSE: Post-natal Diagnosis

SPECIMEN:
Peripheral (whole) blood on EDTA, 
DNA

METHOD CATEGORY:
Sequence analysis: entire coding region
Deletion/duplication analysis

METHOD TECHNIQUE: Next Generation Sequencing (NGS)

RIZIV CODE: 565493-565504
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EQA:

Familial SHOX-related disorders, 
Familial SHOX-related disorders, 
Familial SHOX-related disorders, 
Familial SHOX-related disorders 
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Related Diseases 

16q24.3 microdeletion syndrome
3M syndrome
Aarskog-Scott syndrome
Achondroplasia
Acromesomelic dysplasia, Maroteaux type
Autosomal dominant Robinow syndrome
Autosomal recessive Robinow syndrome
Camptodactyly-tall stature-scoliosis-hearing loss syndrome
Coffin-Lowry syndrome
Combined pituitary hormone deficiencies, genetic forms
Costello syndrome
Crouzon syndrome-acanthosis nigricans syndrome
Familial osteochondritis dissecans
Floating-Harbor syndrome
Growth delay due to insulin-like growth factor I resistance
Growth delay due to insulin-like growth factor type 1 deficiency
Hypochondroplasia
Hypothyroidism due to deficient transcription factors involved in pituitary development or function
Isolated growth hormone deficiency type IB
Isolated growth hormone deficiency type II
KBG syndrome
Kabuki syndrome
Langer mesomelic dysplasia
Laron syndrome
Laron syndrome with immunodeficiency
Léri-Weill dyschondrosteosis

file:///var/www/gentest.healthdata.be/docroot//disease/1060
file:///var/www/gentest.healthdata.be/docroot//disease/1060
file:///var/www/gentest.healthdata.be/docroot//disease/1060
file:///var/www/gentest.healthdata.be/docroot//disease/1061
file:///var/www/gentest.healthdata.be/docroot//disease/1061
file:///var/www/gentest.healthdata.be/docroot//disease/1061
file:///var/www/gentest.healthdata.be/docroot//disease/261
file:///var/www/gentest.healthdata.be/docroot//disease/261
file:///var/www/gentest.healthdata.be/docroot//disease/261
file:///var/www/gentest.healthdata.be/docroot//disease/126
file:///var/www/gentest.healthdata.be/docroot//disease/126
file:///var/www/gentest.healthdata.be/docroot//disease/126
file:///var/www/gentest.healthdata.be/docroot//disease/590
file:///var/www/gentest.healthdata.be/docroot//disease/590
file:///var/www/gentest.healthdata.be/docroot//disease/590
file:///var/www/gentest.healthdata.be/docroot//disease/1119
file:///var/www/gentest.healthdata.be/docroot//disease/1119
file:///var/www/gentest.healthdata.be/docroot//disease/1119
file:///var/www/gentest.healthdata.be/docroot//disease/752
file:///var/www/gentest.healthdata.be/docroot//disease/752
file:///var/www/gentest.healthdata.be/docroot//disease/752
file:///var/www/gentest.healthdata.be/docroot//disease/3396
file:///var/www/gentest.healthdata.be/docroot//disease/3396
file:///var/www/gentest.healthdata.be/docroot//disease/3396
file:///var/www/gentest.healthdata.be/docroot//disease/181
file:///var/www/gentest.healthdata.be/docroot//disease/181
file:///var/www/gentest.healthdata.be/docroot//disease/181
file:///var/www/gentest.healthdata.be/docroot//disease/3445
file:///var/www/gentest.healthdata.be/docroot//disease/3445
file:///var/www/gentest.healthdata.be/docroot//disease/3445
file:///var/www/gentest.healthdata.be/docroot//disease/335
file:///var/www/gentest.healthdata.be/docroot//disease/335
file:///var/www/gentest.healthdata.be/docroot//disease/335
file:///var/www/gentest.healthdata.be/docroot//disease/3118
file:///var/www/gentest.healthdata.be/docroot//disease/3118
file:///var/www/gentest.healthdata.be/docroot//disease/3118
file:///var/www/gentest.healthdata.be/docroot//disease/956
file:///var/www/gentest.healthdata.be/docroot//disease/956
file:///var/www/gentest.healthdata.be/docroot//disease/956
file:///var/www/gentest.healthdata.be/docroot//disease/810
file:///var/www/gentest.healthdata.be/docroot//disease/810
file:///var/www/gentest.healthdata.be/docroot//disease/810
file:///var/www/gentest.healthdata.be/docroot//disease/2902
file:///var/www/gentest.healthdata.be/docroot//disease/2902
file:///var/www/gentest.healthdata.be/docroot//disease/2902
file:///var/www/gentest.healthdata.be/docroot//disease/2901
file:///var/www/gentest.healthdata.be/docroot//disease/2901
file:///var/www/gentest.healthdata.be/docroot//disease/2901
file:///var/www/gentest.healthdata.be/docroot//disease/135
file:///var/www/gentest.healthdata.be/docroot//disease/135
file:///var/www/gentest.healthdata.be/docroot//disease/135
file:///var/www/gentest.healthdata.be/docroot//disease/1504
file:///var/www/gentest.healthdata.be/docroot//disease/1504
file:///var/www/gentest.healthdata.be/docroot//disease/1504
file:///var/www/gentest.healthdata.be/docroot//disease/1590
file:///var/www/gentest.healthdata.be/docroot//disease/1590
file:///var/www/gentest.healthdata.be/docroot//disease/1590
file:///var/www/gentest.healthdata.be/docroot//disease/1592
file:///var/www/gentest.healthdata.be/docroot//disease/1592
file:///var/www/gentest.healthdata.be/docroot//disease/1592
file:///var/www/gentest.healthdata.be/docroot//disease/843
file:///var/www/gentest.healthdata.be/docroot//disease/843
file:///var/www/gentest.healthdata.be/docroot//disease/843
file:///var/www/gentest.healthdata.be/docroot//disease/852
file:///var/www/gentest.healthdata.be/docroot//disease/852
file:///var/www/gentest.healthdata.be/docroot//disease/852
file:///var/www/gentest.healthdata.be/docroot//disease/1068
file:///var/www/gentest.healthdata.be/docroot//disease/1068
file:///var/www/gentest.healthdata.be/docroot//disease/1068
file:///var/www/gentest.healthdata.be/docroot//disease/1323
file:///var/www/gentest.healthdata.be/docroot//disease/1323
file:///var/www/gentest.healthdata.be/docroot//disease/1323
file:///var/www/gentest.healthdata.be/docroot//disease/1459
file:///var/www/gentest.healthdata.be/docroot//disease/1459
file:///var/www/gentest.healthdata.be/docroot//disease/1459
file:///var/www/gentest.healthdata.be/docroot//disease/547
file:///var/www/gentest.healthdata.be/docroot//disease/547
file:///var/www/gentest.healthdata.be/docroot//disease/547


Muenke syndrome
Mulibrey nanism
Noonan syndrome
Noonan syndrome with multiple lentigines
Noonan syndrome-like disorder with juvenile myelomonocytic leukemia
Noonan syndrome-like disorder with loose anagen hair
Rubinstein-Taybi syndrome due to 16p13.3 microdeletion
Rubinstein-Taybi syndrome due to CREBBP mutations
Rubinstein-Taybi syndrome due to EP300 haploinsufficiency
SHORT syndrome
SHOX-related short stature
Saethre-Chotzen syndrome
Severe achondroplasia-developmental delay-acanthosis nigricans syndrome
Short stature due to GHSR deficiency
Short stature due to growth hormone qualitative anomaly
Short stature due to isolated growth hormone deficiency with X-linked hypogammaglobulinemia
Short stature due to partial GHR deficiency
Short stature due to primary acid-labile subunit deficiency
Short stature-advanced bone age-early-onset osteoarthritis syndrome
Silver-Russell syndrome due to a point mutation
Smith-Lemli-Opitz syndrome
Spondyloepimetaphyseal dysplasia, aggrecan type
Spondyloepiphyseal dysplasia, Kimberley type
Symptomatic form of Coffin-Lowry syndrome in female carriers
Tall stature-long halluces-multiple extra-epiphyses syndrome
Thanatophoric dysplasia type 1
Thanatophoric dysplasia type 2

Related Laboratories 

Centre de Génétique-Institut de Pathologie et de Génétique (IPG)
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Related Analytes 

aggrecan
ankyrin repeat domain containing 11
B-Raf proto-oncogene, serine/threonine kinase
Bruton tyrosine kinase
Cbl proto-oncogene
coiled-coil domain containing 8
CREB binding protein
cullin 7
7-dehydrocholesterol reductase
dishevelled segment polarity protein 1
E1A binding protein p300
FYVE, RhoGEF and PH domain containing 1
fibroblast growth factor receptor 3
growth hormone 1
growth hormone receptor
growth hormone releasing hormone receptor
growth hormone secretagogue receptor
HRas proto-oncogene, GTPase
insulin like growth factor 1
insulin like growth factor 1 receptor
insulin like growth factor 2
insulin like growth factor binding protein acid labile subunit
lysine demethylase 6A
lysine methyltransferase 2D
KRAS proto-oncogene, GTPase
natriuretic peptide C
natriuretic peptide receptor 2
natriuretic peptide receptor 3
NRAS proto-oncogene, GTPase
obscurin like cytoskeletal adaptor 1
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phosphoinositide-3-kinase regulatory subunit 1
POU class 1 homeobox 1
protein tyrosine phosphatase non-receptor type 11
Raf-1 proto-oncogene, serine/threonine kinase
RAS p21 protein activator 2
Ras like without CAAX 1
receptor tyrosine kinase like orphan receptor 2
ribosomal protein S6 kinase A3
SHOC2 leucine rich repeat scaffold protein
SHOX homeobox
SOS Ras/Rac guanine nucleotide exchange factor 1
SRY-box transcription factor 3
Snf2 related CREBBP activator protein
signal transducer and activator of transcription 5B
tripartite motif containing 37
Wnt family member 5A

Related Gene Panels 

Short Stature (46 genes) - IPG
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