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MINOR ANOMALIES

Minor anomalies are unusual external physical are not present in other family members may indicate an

features which do not inhibit a major function of individual has a syndrome and/or major malformation.
the body. Most of the normal population has one Medical geneticists use minor anomalies as clues in
or two rﬁinor anomalies inherited from a parent establishing diagnoses for their patients. If you observe

three or more new occurring minor anomalies inan

Occurrence of three or more minor anomalies which N . . .
individual, a referral for genetic evaluation is appropriate.
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Inner Canthi

Low Posterior Hairline: Multiple Hair Whorls: Synophrys: Ocular Hypertelorism:

Low hair growth on nape More than one hair A condition in which tﬁ\bnorma}l width ZEWYZ;T
of neck, especially at whorl; thought to be the two eyebrows eeyes (increased width)
lateral borders more significant with grow together

increasing distance
between the whorls

. . Ear Tag: Low-Set & Rotated Ears: Simian Crease:
F%?c;gaonftrs]l?iln':gr:dtﬁlé Nodule of skin The top of the ear is Single palmar crease
. which may below an imaginary line
Inner ca}ntrf:us (corner) contain a core that extends backward
of the eye of cartilage; may from the corner of the
be preauricular eye. Rotation occurs
andfor auricular when the angle is more

than ten degrees from
the perpendicular.

Clinodactyly:

. Syndactyly: Deep Dimples:
_ Permanent curve of a Pectus Excavatum: A fusion of fingers or toes. Usually at prominent
finger, most commonly an Sternum abnormally bony joints
inward curve of the distal depressed.

tip of the 5th finger.
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Other common minor anomalies which are significant
when performing a genetics physical exam include:

e Widow's peak (frontal hair pattern)

e Short palpebral fissures

e Upward /downward lateral slant of palpebral fissures

e Abnormal eyebrows

e Small /jporominent ears

e Lack of ear lobes or unusual folds of the ear

e Broad/webbed neck

e Unusual/deep crease in palms of hands and soles of feet
e Short/broad or narrow/hyperconvex fingernails and toenails
e Polydactyly /rudimentary polydactyly

e Large gap between the first and second toes

e Short first metatarsal with flexion of first toe (drawn up toe)
e Hyperextensibility of joints

e Prominent heels

e Nail hypoplasia

e Cafe au lait spots on the skin

e Depigmented spots on the skin (white spots)

e Body hirsutism (hairy)

e Pectus excavatum (sternum abnormally depressed)

e Punched out scalp lesions (usually on the crown)

e Blue sclera

e Brushfield spots

e Rocker bottom feet
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