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Natural	History	– Observational	Trial

• A	study	that	follows	a	group	of	individuals	that	have	or	are	at	risk	of	
developing	a	certain	condition	or	disease

• The	study	gathers	information	on	how	a	certain	disease	manifests	and	
develops	over	time

• The	goals	are	

• Better	understanding	of	disease	processes

• Identifying	variations	in	severity	and	symptoms

• Identifying		possible	treatment	approaches

•è The	clinical	trial	can	then	test	the	effectiveness	of	the	treatment	



Natural	History	Study	in	SLOS

• Trial	established	in	1998	at	NIH

• Systematic	assessment	of	individuals	enrolled	with	same	battery	of	
test

• Initially:	behavioral	testing,	overnight	EEG,	endocrine	evaluation	with	
stimulation	test,	and	MRI	imaging

• Currently:

• 112	patients,	63	males	
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• Neurocognitive/neurodevelopmental	testing	

• Dr.		Audrey	Thurm
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• Physiatry and	Rehab	medicine	(OT,	PT)

• Dr.	Paul	and	Dr.	Joe
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• Speech	and	Swallow	evaluation

• Beth	Solomon

• Food	consistencies

• Recommendations	on	oral	therapies
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• Audiology	evaluation

• Ophthalmology	evaluation
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• Preanesthesia appt

• Skin	biopsy

• Lumbar	puncture
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