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METABOLIC DISORDERS





ASPER METABOLIC DISORDERS SAMPLE SUBMISSION FORM
	
	ORDERING PERSON AND REPORTING INFORMATION
	ADDITIONAL REPORTING INFORMATION 

(if applicable)

	Name 

(first name, 

last name)
	
	

	Institution
	
	

	Address
	
	

	E-mail
	
	

	Phone
	
	

	Results delivery
	 FORMCHECKBOX 
 by e-mail                          FORMCHECKBOX 
 by regular mail

	Sample receipt confirmation
	Person
	

	
	E-mail 
	

	BILLING INFORMATION

By submitting DNA samples to Asper Biogene the client agrees that invoices shall be paid within 10 calendar days as of the invoice date and in case of delay in the payment, the open invoice amounts will accrue interest amounting to 0,1 % per calendar day. 

	Contact person
	

	Institution
	

	Address
	

	E-mail
	

	Phone
	

	VAT account number
	

	In EU countries please add paying institution's VAT account number, otherwise 20% of VAT tax will be added to the invoice.

	PO number
	

	Invoice delivery
	 FORMCHECKBOX 
 by e-mail                          FORMCHECKBOX 
 by regular mail      

	Patient’s data needed for invoicing
	 FORMCHECKBOX 
 yes                                   FORMCHECKBOX 
 no 

	SAMPLE INFORMATION

	Type
	 FORMCHECKBOX 
 whole blood in EDTA       FORMCHECKBOX 
 DNA                                  FORMCHECKBOX 
 Other......................................

	Date of collection 
	

	
	Fetal sample (for prenatal testing)
	Maternal sample (for prenatal testing)

	Date of collection 
	
	

	Type
	 FORMCHECKBOX 
 DNA from CVS                FORMCHECKBOX 
 DNA from
                                                amniocentesis
	 FORMCHECKBOX 
 DNA                         FORMCHECKBOX 
 whole blood in EDTA

	Method and/or kit of DNA extraction
	
	

	PATIENT INFORMATION

	Name 
	

	Date of birth
	

	Sex
	

	Ethnic origin
	

	Clinical diagnosis
	


	ASPER METABOLIC DISORDERS TESTS

	Citrin Deficiency
	 FORMCHECKBOX 
 Sequencing of SLC25A13 gene

	Citrullinemia, type 1
	 FORMCHECKBOX 
 Sequencing of ASS1 gene

	Congenital Disorders of Glycolysation
	 FORMCHECKBOX 
 NGS panel of genes with CNV

	Fatty Acid Oxidation Disorder
	 FORMCHECKBOX 
 NGS panel of genes with CNV

	
	 FORMCHECKBOX 
 Del/dup analysis of ACADVL, SLC22A5 genes by MLPA

	Glutaric Aciduria, type 1
	 FORMCHECKBOX 
 Sequencing of GCDH gene

	Glutaric Aciduria, type 2
	 FORMCHECKBOX 
 Sequencing of ETFA gene

	Glycogen Storage Disease
	 FORMCHECKBOX 
 NGS panel of genes with CNV

	Hemochromatosis
	 FORMCHECKBOX 
 NGS panel of genes with CNV

	Lysosomal Storage Disease
	 FORMCHECKBOX 
 NGS panel of genes with CNV

	
	 FORMCHECKBOX 
 Del/dup analysis of GLA, NPC1, NPC2, SMPD1 genes by MLPA

	
	 FORMCHECKBOX 
 Del/dup analysis of IDS, HEXA genes by MLPA

	Metabolic Myopathy and Rhabdomyolysis
	 FORMCHECKBOX 
 NGS panel of genes with CNV

	Methylmalonic Aciduria and Homocystinuria
	 FORMCHECKBOX 
 NGS panel of genes with CNV

	
	 FORMCHECKBOX 
 Del/dup analysis of MLC1, MLYCD, D2HGDH, L2HGDH genes by MLPA

	Mucopolysaccharidosis
	 FORMCHECKBOX 
 NGS panel of genes with CNV

	Porphyria
	 FORMCHECKBOX 
 NGS panel of genes with CNV

	
	 FORMCHECKBOX 
 Del/dup analysis of ALAD, CPOX, FECH, HMBS, PPOX, UROD, UROS genes by MLPA

	Short-Chain Acyl-CoA Dehydrogenase (SCAD) Deficiency
	 FORMCHECKBOX 
 Sequencing of ACADS gene

	Smith Lemli Opitz Syndrome
	 FORMCHECKBOX 
 Sequencing of DHCR7 gene

	Urea Cycle Disorder
	 FORMCHECKBOX 
 NGS panel of genes with CNV

	
	 FORMCHECKBOX 
 Del/dup analysis of OTC gene by MLPA

	Very Long Chain Acyl-CoA Dehydrogenase (VLCAD) Deficiency
	 FORMCHECKBOX 
 Sequencing of ACADVL gene


	CUSTOM TEST

	 FORMCHECKBOX 
 NGS panel of genes with CNV
	

	 FORMCHECKBOX 
 Del/dup analysis by MLPA
	

	 FORMCHECKBOX 
 Del/dup analysis of selected regions by Chromosomal Microarray Analysis
	

	 FORMCHECKBOX 
 Single gene sequencing
	

	 FORMCHECKBOX 
 Single mutation analysis
	


PATIENT’S CLINICAL INFORMATION
Reason for referral

 FORMCHECKBOX 
 confirmation of clinical diagnosis

 FORMCHECKBOX 
 carrier testing

Age at the onset of symptoms………….............................
 FORMCHECKBOX 
 Neonatal cholestasis
 FORMCHECKBOX 
 Hypoglycemia
 FORMCHECKBOX 
 Dyslipidemia

 FORMCHECKBOX 
 Hyperammonemia
 FORMCHECKBOX 
 Myopia

 FORMCHECKBOX 
 Hepatomegaly

 FORMCHECKBOX 
 Developmental delay

 FORMCHECKBOX 
 Growth retardation
 FORMCHECKBOX 
 Seizures
 FORMCHECKBOX 
 Metabolic acidosis………………………………………………………………………………………………………………...
 FORMCHECKBOX 
 Hepatic dysfunction……………………………………………………………………………………………………………….
 FORMCHECKBOX 
 Muscular abnormalities…………………………………………………………………………………………………………...
 FORMCHECKBOX 
 Brain malformations………………………………………………………………………………………………………………
 FORMCHECKBOX 
 Cardiac abnormalities…………………………………………………………………………………………………………….
 FORMCHECKBOX 
 Skeletal abnormalities…………………………………………………………………………………………………………….
 FORMCHECKBOX 
 Skin abnormalities………………………………………………………………………………………………………………...
 FORMCHECKBOX 
 Neuropsychiatric symptoms……………………………………………………………………………………………………...
 FORMCHECKBOX 
 Other findings……………………………………………………………………………………………………….....................
Previous genetic testing 

 FORMCHECKBOX 
 not done
 FORMCHECKBOX 
 results: 

     .......................................................................................................................................................................................
     .......................................................................................................................................................................................
Family history

 FORMCHECKBOX 
 unknown

 FORMCHECKBOX 
 diagnosis…………………………………………………………………………………………………………........................


 specify the relation to the proband………………………………………………………………………………...................
Authorization to use remaining sample material and test results
Asper Biogene may use de-identified (without personal identifying information) remaining sample material and test results for quality improvements and/or scientific purposes. 
 FORMCHECKBOX 
 I give my consent to use my de-identified sample material and test results as described above

 FORMCHECKBOX 
 I do not give my consent to use my de-identified sample material and test results as described above
Name of patient………………………………………………………………………………………………………………………

Patient’s signature……………………………………………………………………………………………………………………

Date……………………………………………………………………………………………………………………………………
Important: By sending samples and placing an order customer accepts Terms and Conditions and Privacy Policy of Asper Biogene (see website for details).
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