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Ulm University 
Dear doctor, 

Dear patient,

Our laboratory offers genetic screening for mutations for the following genetic disorders:

	disorder
	genetic screening test
	mutation rate

	· myotonic dystrophy type I 
	CTG repeat expansions in DMPK by Long-PCR 
	60 %

	· myotonic dystrophy type II / PROMM 
	CCTG repeat expansions in ZNF9 by indirect test of alleles (material of parents is required)
	30 %

	· dominant myotonia congenita Thomsen

· recessive myotonia congenita Becker
	testing of 53 known CLCN1 mutations by allele specific PCR
	45 %

	· potassium-sensitive myotonia

· paramyotonia congenita 

· hyperkalemic periodic paralysis

· normokalemic periodic paralysis
	testing of 28 known SCN4A mutations by allele specific PCR
	55 %

	· hypokalemic periodic paralysis
	testing of 3 known CACNA1S and 4 known SCN4A mutations by allele specific PCR
	45 %

	· Andersen Syndrome

· unclarified dyskalemic periodic paralysis
	testing of KCNJ2 gene by direct sequencing
	40 %

	· familial hemiplegic migraine

· episodic ataxia type II
	testing of CACNA1A gene by direct sequencing
	20 %

	· episodic ataxia type I

· neuromyotonia
	testing of KCNA1 and KCNQ2 genes by direct sequencing
	20 %

	· central core disease

· malignant hyperthermia
	testing of RYR1 gene by direct sequencing of exons in hot spot regions
	25 - 40 %


The mutation rate in the table indicates the percentage of unrelated individuals in which we are able to identify the causative mutation with our screening method. In myotonic dystrophies, Andersen Syndrome, episodic ataxias, and migraine, a negative result on our side indicates that an hitherto unknown gene. In such a case, we may perform a linkage study if enough individuals of the family are willing to participate and this has been discussed with you in writing or on the phone. For the other disorders screened by allele specific PCR, a negative result could mean we may sequence the gene, but this will be discussed with you beforehand because the chance to identify a new mutation is naturally quite low when all the known frequent ones have been excluded. Most of these individuals will probably have a mutation in another as yet unknown gene.

For all testing, we require 20 ml of EDTA whole blood sent in unbreakable plastic valves. Shipment may be performed at room temperature without loss of sample quality. There usually is not a customs problem if you mark "blood sample for diagnostic test" on the corresponding forms of your delivery service. We cannot carry the costs of the sample shipment to us.

As we perform the service next to our research work, the turn-over time is variable and may be well over a year. As a university institute, we currently charge only for the laboratory supplies used which corresponds to an amount of approximately 350 Euro. The test is usually covered by your health insurance. If not, samples marked with PPA member will be tested free of charge..
Our ethical requirements are high standard. Therefore, with this letter, you will find attached a patient information, a consent and assignment contract form, and a questionnaire for muscle disorders and migraine (we have not developed a questionnaire for ataxia yet). The information on the patient questionnaire may aid in speeding up the test because some mutations have specific characteristics. In addition, copies of neurological exams, EMG, and clinical chemistry lab reports are very helpful in deciding on the right tests to perform. The signed consent and assignment contract form should be sent along with the blood samples.

Sincerely,


Frank Lehmann-Horn, MD PhD
Karin Jurkat-Rott, MD PhD

Head of Dept.
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