(Pre-meeting survey to be circulated among EMQN and EuroGentest labs)
Best Practice Meeting for the 

Autosomal Dominant Spinocerebellar Ataxias (SCAs)

(Porto, 18-19 October 2007)

Menu:

1. What should be offered as a minimum menu for SCA testing in your country? 
SCA1       DRPLA       SCA2       MJD       SCA chr 6-linked      SCA6       SCA7       SCA8       SCA10       SCA12       SCA17       SCA27

  FORMCHECKBOX 
             FORMCHECKBOX 
            FORMCHECKBOX 
          FORMCHECKBOX 
                  FORMCHECKBOX 
                  FORMCHECKBOX 
           FORMCHECKBOX 
           FORMCHECKBOX 
           FORMCHECKBOX 
             FORMCHECKBOX 
            FORMCHECKBOX 
             FORMCHECKBOX 

2. Any point mutations? 
 FORMCHECKBOX 
 Yes
 FORMCHECKBOX 
 No 

Which? 
Evidence-based knowledge:

3. Are there data on prevalence or relative frequencies of SCAs in your country? 


 FORMCHECKBOX 
 Yes
 FORMCHECKBOX 
 No

4. Are there population studies for allele frequencies at the various SCAs in your country? 

 FORMCHECKBOX 
 Yes
 FORMCHECKBOX 
 No
  For which loci?  
Tested loci:

5. For which loci do you test for in your lab? 
SCA1       DRPLA       SCA2       MJD       SCA chr 6-linked      SCA6       SCA7       SCA8       SCA10       SCA12       SCA17       SCA27

  FORMCHECKBOX 
             FORMCHECKBOX 
            FORMCHECKBOX 
          FORMCHECKBOX 
                  FORMCHECKBOX 
                  FORMCHECKBOX 
           FORMCHECKBOX 
           FORMCHECKBOX 
           FORMCHECKBOX 
             FORMCHECKBOX 
            FORMCHECKBOX 
             FORMCHECKBOX 

6. How many tests did you perform for each of the SCAs in 2006?  

  SCA1
     DRPLA
     SCA2
     MJD
 SCA chr 6-linked    SCA6        SCA7       SCA8       SCA10      SCA12     SCA17      SCA27


External Quality Assessment:

7. Do you perform any EQA for the SCAs? 
 FORMCHECKBOX 
 Yes
 FORMCHECKBOX 
 No

Which? 
8. What are the issues you find most important to discuss at the forthcoming SCAs BP meeting?

     

 FORMTEXT 
     

 FORMTEXT 
     

 FORMTEXT 
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 FORMTEXT 
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 FORMTEXT 

9. Would you be interested in participating in the SCAs EMQN/EuroGentest BP meeting (18-19 October, Porto, Portugal)?     

 FORMCHECKBOX 
 Yes
 FORMCHECKBOX 
 No

Date: 






Name:   






E-mail: 







Thank you for your time and answers. 









Please return promptly to lcorreia@ibmc.up.pt

Jorge Sequeiros


Meeting organizer
Genes and Mutations currently known among the SCAs

	Disease
	Locus
	Mutation
	Gene name (protein product)
	References

	SCA1
	6p23
	Expanded (CAG)n 
	ATXN1 (ataxin 1)
	(Orr et al., 1993)

	DRPLA
	12p13.31
	Expanded (CAG)n
	DRPLA (atrophin 1) 
	(Koide et al. 1994; Nagafuchi et al. 1994)

	SCA2
	12q24
	Expanded (CAG)n
	ATXN2 (ataxin 2) 
	(Imbert et al., 1996; Puslt et al., 1996; Sanpei et al., 1996)

	MJD/SCA3
	14q32.1
	Expanded (CAG)n
	ATXN3 (MJD1)
	(Kawaguchi et al., 1994)

	SCA4
	16q22.1
	-
	-
	(Flanigan et al., 1996)

	SCA chr 6-linked
	16q22.1
	Point mutation
	Q9H7K4 ( puratrophin-1)
	(Ishikawa et al., 2005)

	SCA5
	11p11-q11
	Point mutat., delet.
	SPTBN2
	(Ikeda et al., 2006)

	SCA6
	19p13
	Expanded (CAG)n
	CACNA1A 
	(Zhuchenko et al., 1997)

	SCA7
	3p12-p13
	Expanded (CAG)n
	ATXN7 (ataxin 7)
	(David et al., 1997)

	SCA8
	13q21
	Expanded (CTG)n
	KLHL1AS (transcribed/untranslated)
	(Koob et al., 1999)

	SCA10
	22q13
	Expanded (ATTCT)n
	ATXN10
	(Matsuura et al., 2000)

	SCA11
	15q14-21.3
	-
	-
	(Worth et al., 1999)

	SCA12
	5q31-q33
	Expanded (CAG)n
	PPP2R2B (PPP2R2B)
	(Holmes et al., 1999)

	SCA13
	19q13.3-q13.4
	Point mutations
	KCNC3 (Kv3.3)
	(Waters et al., 2006)

	SCA14
	19q13.4-qter
	Point mutations
	PRKCG (PKC()
	(Chen et al., 2003)

	SCA15
	3p24.2-pter
	-
	-
	(Knight et al., 2003)

	SCA16
	8q22.1-q24.1
	-
	-
	(Miyoshi et al., 2001)

	SCA17
	6q27
	Expanded (CAG)n
	TBP (TBP)
	(Nakamura et al., 2001)

	SCA18
	7q22-q32
	-
	-
	(Brkanac et al., 2002a)

	SCA19
	1p21-q21
	-
	-
	(Verbeek et al., 2002)

	SCA20
	11
	-
	-
	(Knight et al., 2004)

	SCA21
	7p21.3-p15.1
	-
	-
	(Vuillaume et al., 2002)

	SCA22
	1p21-q23
	-
	-
	(Chung et al., 2003)

	SCA23
	20p13-p12.3
	-
	-
	(Verbeek et al., 2004b)

	SCA24
	1p36
	-
	-
	(Swartz et al., 2002)

	SCA25
	2p15-p21
	-
	-
	(Stevanin et al., 2005)

	SCA26
	19p13.3
	-
	-
	(Yu et al., 2005)

	SCA27
	13q34
	Point mutations
	FGF14 (FGF14)
	(Van Switen et al., 2003)

	SCA28
	18p11.2-q11.2
	-
	-
	(Cagnoli et al., 2006)

	SCA30
	3p26
	-
	-
	(Dudding et al., 2004)


