	FAO: Katie Harvey / Derek Burke

Enzyme Laboratory

Chemical Pathology

Camelia Botnar Laboratories

Great Ormond Street Hospital

London WC1N 3JH 

UNITED KINGDOM
	Telephone: +44 (0)207 405 9200 ext. 1785/6751
Fax:  +44 (0)207 829 8624

E-mail: gos-tr.ENZYME@nhs.net

	For Enzyme Laboratory use only

	
	
	Date / Time received:

Lab number:
	Comments




TO BE COMPLETED BY REQUESTING CLINICIAN / LABORATORY

GREAT ORMOND STREET HOSPITAL ENZYMOLOGY SCREENS/TESTS
	Surname:
	NHS No:
	Referring Dept. & Hospital:


	Address for reports/billing:

………………………………………………...

………………………………………………...

………………………………………………...

Order Number (if applicable)

	Forename:
	Hospital & Ward:
	
	

	Sex:    M  /  F
	Consultant:
	Referral Lab no:
	

	DOB:
	Consultant ext./bleep:  
	Referral Lab Tel no:
	

	Hospital No:
	Specimen date & time:
	Secure Fax Number:
	


Clinical details (ESSENTIAL, if no details included specimen will not be prioritised):
Please tick:

    Hepatosplenomegaly       Hypoglycaemia       Cardiomyopathy         Developmental Delay       Dysmorphic       Skeletal Dysplasia         Myopathy        Hydrops

      
    Ocular Abnormalities       Angiokeratoma     Vacuolated Lymphocyte Positive














Further information related to clinical details ticked above or any additional clinical details: ………………………………………………………………………………...............................................................................................................................
……………………………………………………. ………………………………………………………………………………………….…………………………..
See user handbook (on website) for the list of diseases / enzymes tested in each enzyme screen and for sample handling and delivery instructions.  
	ENZYME SCREEN/TEST

8-10ml well mixed lith hep blood
	Tick 
	
	ENZYME TEST
	Tick
	
	Other Enzyme Tests or Further Comments:

	Neurodegenerative screen

(Suggest also consider urine sialic acids)
	
	
	Chitotriosidase (Gaucher monitoring)

2 mL plasma 
	
	
	

	Dysmorphic screen 

(please also request urine GAGs)
	
	
	Galactose-1-Phosphate (galactosaemia monitoring) 2 mL blood
	
	
	

	Hepato / Splenomegaly screen


	
	
	Lyso-Gb3 (for Fabry disease monitoring or 2nd line diagnostic  testing) 2 mL plasma
	
	
	

	Glycogen storage disease screen (state if glycogen brancher is also required)
	
	
	5 mL urine fresh or frozen
	
	

	Galactosaemia Test

(Galactose-1-Phosphate Uridyltransferase)
	
	
	Urine Glycosaminoglycans

(if MPS IV is suspected also send blood)
	
	
	

	Cystinosis Test /Monitoring

(WBC cystine)  to be received within  24 hrs 
	
	
	Urine Sialic acid
	
	
	

	Fabry Disease Testing 

(Patient’s sex MUST be stated)
	
	
	Urine Glucose Tetrasaccharide 

(Glc4 for Pompe Disease monitoring)
	
	
	

	Pompe Disease Testing*

(bloodspot clearly labelled for Pompe testing)
	
	
	Urine Gb3 

(CTH, GL3, for Fabry Disease monitoring)
	
	
	


*Please note: For urgent request or if infantile Pompe disease is suspected it is ESSENTIAL to call the laboratory prior to sending the specimen to enable it to be prioritised.
ENZYME LABORATORY ENZYME SCREENS
Neurodegenerative screen*:
                 
	Disorder
	Deficient Enzyme

	GM2 gangliosidosis - Tay-Sachs/B1 variant

	β-Hexosaminidase A

	GM2 gangliosidosis – Sandhoff Disease
	Total β-hexosaminidase

	GM1 gangliosidosis

	(-Galactosidase

	Krabbe Leucodystrophy
	Galactocerebrosidase

	Metachromatic Leucodystrophy
	Arylsulphatase A

	Gaucher disease
	Chitotriosidase +/- β-glucosidase

	Fucosidosis
	(-Fucosidase



	α-Mannosidosis
	α-Mannosidase

	MPS VII (Sly Disease)
	(-Glucuronidase

	(-Mannosidosis

	(-Mannosidase


	Schindler’s Disease
	(-N-Acetylgalactosaminidase

	I-Cell (Mucolipidoses II)
	I-cell screen

	Infantile neuronal ceroid lipofuscinosis*
	Palmitoyl protein thioesterase

	Late infantile neuronal ceroid lipofuscinosis*
	Tripeptidyl peptidase I 


*These enzymes are only included in the full screen (added when patients are <16 years) or if specifically requested
Dysmorphic screen**:




	Disorder
	Deficient Enzyme

	GM2 gangliosidosis - Tay-Sachs/B1 variant
	β-Hexosaminidase A

	GM2 gangliosidosis – Sandhoff Disease
	Total β-hexosaminidase

	GM1 gangliosidosis

	(-Galactosidase

	Fucosidosis
	(-Fucosidase



	α-Mannosidosis
	α-Mannosidase

	MPS VII (Sly Disease)
	(-Glucuronidase

	Multiple sulphatase
	Arylsulphatase A

	Sialidosis
	(-Neuraminidase

	(-Mannosidosis

	(-Mannosidase


	Schindler’s Disease
	(-N-Acetylgalactosaminidase

	I-Cell (Mucolipidoses II)
	I-cell screen

	Aspartylglucosaminuria
	Asp-N-acetylglucosaminidase

	Gaucher disease
	Chitotriosidase


**Urine GAGs should also be requested to exclude MPS
Hepato/ Splenomegaly Screen:
	Disorder
	Deficient Enzyme

	GM2 gangliosidosis - Tay-Sachs/B1 variant

	β-Hexosaminidase A

	GM2 gangliosidosis – Sandhoff Disease
	Total β-hexosaminidase

	GM1 gangliosidosis

	(-Galactosidase

	Fucosidosis
	(-Fucosidase



	α-Mannosidosis
	α-Mannosidase

	Niemann Pick A & B
	Sphingomyelinase

	Sialidosis
	(-Neuraminidase

	(-Mannosidosis

	(-Mannosidase


	MPS VII (Sly Disease)
	(-Glucuronidase

	Schindler’s Disease
	(-N-Acetylgalactosaminidase

	I-Cell (Mucolipidoses II)
	I-cell screen

	Lysosomal Acid Lipase Deficiency (Wolman and CESD)
	Lysosomal Acid Lipase (Acid Esterase)

	Gaucher disease
	Chitotriosidase +/- β-glucosidase


Glycogen Storage Disease Screen***:
	Disorder
	Deficient Enzyme

	Glycogen Storage Disease III (GSD III)
	Glycogen Debrancher (RBC glycogen also typically abnormal)

	Glycogen Storage Disease 

IX (GSD IX)
	Phosphorylase B Kinase (typically RBC glycogen and phosphorylase a/total phosphorylase ratio abnormal)

	Glycogen Storage Disease VI (GSD VI)
	Glycogen Phosphorylase (although deficiency may be seen in liver only)


***Glycogen brancher enzyme can be added to the screen (no additional blood required) if specifically requested.

Fabry Disease Testing includes WBC α-galactosidase testing, plasma α-galactosidase is also included for females and if WBC levels are deficient.
