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To be diagnosed with Gorlin-Goltz syndrome: Presence of two major criteria or one major criterion and two minor criteria6

	Major Diagnostic Criteria
	Presence in Patients Reported

	More than 2 basal cell carcinomas or one carcinoma in a patient over 20 years old
	JLS (multiple basal facial nevi); AMC (palpebral basal nevi); AMS (multiple basal facial nevi)

	Mandibular and/or maxillary keratocyst (confirmed by histology)
	JLS (mandibular and maxillary), AMC (mandibular); AMS (mandibular and maxillary)

	Three or more point depressions on palms or soles
	Not seen in patients reported

	Calcification of falx cerebri
	Not seen in patients reported (JLS - small unspecific nodule left of septum pellucid and slight supratentorial ventriculomegaly)

	Relative (first degree relation) diagnosed with Gorlin-Goltz Syndrome
	Yes, all three family members reported are first degree relatives. 

	Minor Diagnostic Criteria
	Presence in Patients Reported

	Macrocephaly (determined after adjustment of height)
	Not seen in patients reported 

	Congenital malformations: cleft lip or palate, face with coarse appearance, presence of frontal prominence
	JLS (coarse face); AMC (coarse face); AMS (coarse face)

	Skeletal alterations such as Sprengel deformity, pectus excavatum or carinatum, syndactyly of fingers
	Not seen in patients reported

	Radiological alterations: vertebral anomalies (fused or elongated vertebral bodies, hemivertebrae), hand and foot anomalies, saddle nose
	AMC (osteocyte abnormality on T8-T9); 

	Presence of ovarian fibroma
	Not seen in patients reported

	Presence of medulloblastoma
	Not seen in patients reported








	Table 2. Clinical management of Gorlin-Goltz syndrome14

Besides continued patient education and orientation by a clinical genetics team, the following are recommended:

	Detailed Medical and Dental History

	Dermatological evaluation: once a year starting in puberty and regular self-checks

	Neurological evaluation (with MRI to rule out medulloblastoma of the brain) - every 6 months in children under 3 and every year in children 3-8 years old

	Complete ophthamologic examination - periodic

	Complete cardiological examination - periodic

	Orthopedic and gynecological/urologic examinations - periodic 

	Other Imaging

	Abdominal ultrassound

	Pelvic ultrassound (looking for mesenteric and ovarian  fibromas and cysts)

	Ultrassonography and electrocardiogram of the heart (looking for manifestations of cardiac fibromas)

	Radiology

	Annual dental Panoramic x-rays (all patients 8-40 years old)

	Chest x-ray

	Skull x-rays (anteroposterior and lateral views)

	Cervical and thoracic spine (anteroposterior and lateral views)

	Others: Pelvic (in females); hands (all patients)

	Genetic Tests

	PTCH (Patched)

	SMO (Smmothened)

	SHH (Sonic hedgehog)






