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GENETICS TYPE 1 TYPE 2 (a, b, c, d, e) TYPE 3 TYPE 4

Gene(s) PAX3 (a-c) MITF; (d) SNAI2; (e) SOX10 PAX3 (a) EDNRB; (b) EDN3;  (c) SOX10

Locus 2q36.1 (a) 3p13; (b) 1p21-p13.3; (c) 8p23; 

(d) 8q11.21; (e) 22q13.1

2q36.1 (a) 13q22.3; (b) 20q13.32; (c) 

22q13.1

Inheritance AD AD (a-c, e); AR (d) AD; AR AD (a-c); AR (a-b)

CLINICAL FINDINGS

Pigmentary Changes

Hair Hair Hair Hair

White eyelashes/eyebrows (poliosis) White eyelashes/eyebrows (poliosis) White eyelashes/eyebrows (poliosis) White eyelashes/eyebrows (poliosis)

White forelock of hair (poliosis) White forelock of hair (poliosis) White forelock of hair (poliosis) Premature hair graying

Premature hair graying Premature hair graying Premature hair graying Skin

Skin Eyes Skin Hypopigmented skin lesions

Hypopigmented skin lesions Heterochromia irides, complete or 

partial

Hypopigmented skin lesions Eyes

Congenital partial albinism 

(leukoderma)

Hypoplastic iris stoma Congenital partial albinism 

(leukoderma)

Heterochromia irides, complete or 

partial

Eyes Hypopigmented ocular fundus Eyes Bright blue eyes

Heterochromia irides, complete or 

partial

Heterochromia irides, complete or 

partial

Hypoplastic iris stoma Hypopigmented iris

Hypopigmented ocular fundus Bright blue eyes

Bright blue irides

Hearing Loss

Congenital sensorineural deafness Congenital sensorineural deafness Sensorineural deafness (progressive) Sensorineural deafness (progressive)

Aplasia of posterior semicircular 

canal 

Craniofacial Abnormalities

Dystopia canthorum (95-99%) No dystopia canthorum Dystopia canthorum

Blepharophimosis Synorphrys Blepharophimosis

Hypertelorism Wide nasal bridge, hypoplastic alae 

nasi

Synorphrys

Synorphrys Prominent nasal root, hypoplastic 

alae

Smooth philtrum, decreased philtrum 

length

Prognathism

High nasal root, wide nasal bridge

Decreased nasal bone length, 

hypoplastic alae nasi

Cleft lip/palate

Prognathism

Characteristic Other Findings

Contractures of upper limb joints Hirschsprung disease

Hypoplasia of upper extremity bones

Syndactyly, clinodactyly, 

brachydactyly

Hypoplasia of hand muscles

Finger contractures

AD=Autosomal Dominant; AR= Autosomal Recessive; (letter)=(subtype of WS type when specific for subtype)
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