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CATEGORY SUBCATEGORY
Inheritance -
Growth Height
Other
Head and Neck Head
Face
Eyes
Mouth
Teeth
Cardiovascular Heart

™
ClinGen Cert
(‘t CARE ClinGen
fOrRARE Genorie r Matcher
@henome

@eniral

Phenome
Central

anger
EECIPHER

> o

@@ a DECIPHER

maonarch

NITIATIVE

Matchmaker
Exchange

GENESIS/
GEM.app

[&PrivateAccess

2BE <PEER RD%2Connect

1CD+

FEATURES

Autosomal dominant

Mean length at birth 53 +/- 4.4 cm for males
Mean length at birth 52.5 +/- 3.5 cm for females
Mean adult height 191.3 +/- 9 cm for males
Mean adult height 175.4 +/- 8.2 cm for females
Disproportionate tall stature, upper to lower segment ratio less than 0.85
Arm span to height > 1.05

Puberty-associated peak in growth velocity is 2.4 years earlier for males and 2.2 years earlier for
females

Dolichocephaly [EoM image]

Long, narrow face

Malar hypoplasia [EoM image]

Micrognathia [EoM image]

Retrognathia [EoM image]

Enophthalmos

Ectopia lentis

Myopia

Increased axial globe length

Corneal flatness

Retinal detachment

Iris hypoplasia

Early glaucoma

Early cataracts

Downslanting palpebral fissures
Trabeculodysgenesis, primary (in some patients)
Strabismus (in some patients)

Exotropia (in some patients)

Esotropia (rare)

Hypertropia (rare)

High-arched palate

Narrow palate [EoM image]

Crowded teeth

Aortic regurgitation 110
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