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Signs and symptoms Relative frequency Signs and symptoms Relative frequency
Skin Defective medial clavicle +
Multiple nevoid basal cell Pectus excavatum or carinatum +
carcinomas with calcification, Pes planus +
bone or osteoid + 4+ Hallux valgus +

Pa.lr.nar pits . ++ Central nevvous system

M111a;cy'st.s, especially Mental retardation, variable;
extremities T schizophrenia -+ +

Comedonces T Congenital hydrocephalus -+

Oral and facial manifestations Calcification of dura (falx,

Multiple jaw cysts s tentorium), choroid,

Mild mandibular prognathism +++ petroclinoid ligament bk

Fibrosarcoma of jaws + Medulloblastoma +

Ameloblastoma + Nerve deafness +

Cleft lip and/or palate -+ Eye

Skeletal system Congenital blindness,

Ribs, bifurcation, splaying coloboma choroid and
synostosis, partial agenesis, optic nerve 4
or cervical rudimentary ++ Dystopia canthorum,

Vertebrae, scoliosis, cervical hypertelorism 44
or upper thoracic fusion | Sunken appearance +
(lack of segmentation) ++ Chalazion T

Bridging of sella ++ :

Platybasia | 1 Endooc'rme s?)s?em-

Frontal and temporoparietal | Pelv1.c cal.c1flcat10n T
bossing L Ovarian fll?roma and/or cyét + 4

Spina bifida occulta (cervical | Hyp(?gonadlsm, female publc-.
and/or upper thoracic) 4+ ha%r Pattern and scanty facial

Syndactyly and/or oligodactyly -+ hair in male patterns T

‘Sprengel deformity of scapula, Other findings
medial hooking -+ Inguinal hernia +

Shortened metacarpals | Lymphomesenteric cysts + 4
(usually 4th and/or 5th) + + Kidney malformations -+
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