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DISEASE:
Short rib-polydactyly syndrome, Saldino-Noonan type
NAME: Short rib-polydactyly syndrome, Saldino-Noonan type
A rare ciliopathy with major skeletal involvement characterized by short ribs with an extremely narrow
thorax, very short limbs, absent or very small fibulae, severe metaphyseal dysplasia of tubular bones, post-
_ axial polydactyly, and defective ossification in the calvaria, vertebrae, pelvis, and bones of the hands and
DESCRIPTION: . . . . o
feet. Congenital anomalies of multiple other organs have also been described, such as polycystic kidneys,
transposition of the great vessels, and atretic lesions of the gastrointestinal and genitourinary tract. Hydrops
fetalis may be observed at an early gestational age.
ORPHACODE: 93270
SYNONYMS: Short rib-polydactyly syndrome type 1
Orphanet
XREF(S): OMIM
ICD-10
ANALYTE(S): DYNC2H1
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RELATED CONTENT

Related Genetic Tests

e Ciliopathy (gene panel)

Related Laboratories

e Centrum Medische Genetica - UZ Gent

Related Analytes

e dynein cytoplasmic 2 heavy chain 1

Related Gene Panels

o Ciliopathy (120 genes) - UGent
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