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Prevalence of holoprosencephaly
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Other epidemiological information
No clear ethnic predilection
May be slightly more common in females in some subgroups
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Causes of holoprosencephaly
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Types of ho]oprosencepha.ly

Note: The above description is a general overview of findings in HPE types, but
exceptions are not uncommon. HPE-type brain findings may be accompanied by other
structural CNS anomalies {e.g. neural tube defects, schizencephaly). See figure: “Asxdal
MRI scans of holoprosencephaly patients.”
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Craniofacial findings in patients with
holoprosencephaly-spectrum disorders

'-.-’l
Sars

a

SEVERE Continuum of severity ML

From left to right: (A) synophthalmia {two fused eves in one orbit) and a proboscs in a patient with
alobar HPE; (B) severe hypotelorism, fat nasal bridge, bilateral colobomas, and midline cleft lip and
palate in a paticnt with alobar HPE; (C) hypotelorism, [at nasal bridge, and closely spaced nostrils in a
patient with lobar HPE; (D} hypotelorism, sharp nasal bridge, and single maxillary eentral incisor in an

individual with a microform of HIPE.

[Rocsler e al, 1996; Lachawan et al, 2009]

Axial MRI scans of holoprosencephaly patients

ALOBAR SEMILOBAR LoBpar MIHV

[Hahn and Plawner, 2004]

Spectrum of physical examination features (patients with full HPE)

Acial teatures

«Microcephaly (can be extreme)

*Macrocephaly {in cases with hydrocephalus)

*Continuous spectrum of eye anomalies from cyclopia to hypotelorism

+Proboscis or nose with single nostril

*Flat nasal bridge

+Cleft lip/palate

*Single maxillary central incisor

+A subset of patients may also have relatively normal facial appearances or may
have anomalies not typically associated with HPE

*See figure: "Craniofacial findings in patients with holoprosencephaly-spectrum
disorders”

+Signs of major organ malformations (c.g. cardiac, GI, GU defects)
«Limb anomalics
«Skeletal anomalies
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Possible physical examination features (patients with microform HPE)

* Cleft lip/palate
= Single maxillary central incisor
* Relatively normal facial appearance in a subset of patients
* Seeﬁgure.“cnmofaualﬁndmgs mpanznumﬂ:l
holoprosencephaly-spectrum disorders

Clinical approach to holoprosencephaly

Prenatal diagnosis

* Detailed radiologic examination, including fetal ultrasound and/or MRI
* Consultation with clinicians and geneticists familiar with HPE
Dimnn oftesmg upuons (e.g. amniocentesis, chorionic villus sampling, and

Postnatal dmgn:_:.-,ln
« Detailed evaluation, including family history, by clinicians familiar with HPE
* Neuroimaging (MRI preferred)
* Discussion of testing options to identify underlying etiologies (see figure: "Causes of
holupmscnoephahr"}
Management
* Thorough genetic counseling, including detailed family history
+ Consultations that may include; neurology, endocrinology, rehabilitative medicine

(speech therapy, physical therapy, occupational therapy, physiatry), uphthnhnolug)g
development, genetics, complex care, surgery (e.g general surgery,
orthopedics, adjunctive therapy

*+ Referral to family support groups (e.g Families for HoPE)

Frequent complications of holoprosencephaly
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Feeding intolerance
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