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DISEASE:
Pituitary stalk interruption syndrome

NAME: Pituitary stalk interruption syndrome

Pituitary stalk interruption syndrome (PSIS) is a congenital abnormality of the pituitary that is responsible for
pituitary deficiency and is usually characterized by the triad of a very thin or interrupted pituitary stalk, an
DESCRIPTION: ectopic (or absent) posterior pituitary (EPP) and hypoplasia or aplasia of the anterior pituitary visible on MRI.
In some patients the abnormality may be limited to EPP (also called ectopic neurohypophysis) or to an
interrupted pituitary stalk.

ORPHACODE: 95496

Ectopic neurohypophysis

SYNONYMS: PSIS

Orphanet
XREF(S): 1CD-10

WDR11
ROBO1
PROKR?2
ANALYTE(S): HESX1
LHX4
CDON
GPR161
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Related Genetic Tests

e Brain malformations (gene panel)
e Hypogonadotropic hypogonadism (33 genes)

Related Laboratories

e Centre de Génétique Humaine - Erasme ULB
e Centrum Medische Genetica - UZ Brussel VUB

Related Analytes

cell adhesion associated, oncogene regulated
G protein-coupled receptor 161

HESX homeobox 1

LIM homeobox 4

prokineticin receptor 2

roundabout guidance receptor 1

WD repeat domain 11

Related Gene Panels
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e Hypogonadotropic Hypogonadism/Kallmann (61 genes) - ULG
e Hypogonadotropic hypogonadism (33 genes) - VUB
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