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Clinical Diagnostic Criteria for DM:   
 Y    N   Not sure 
a) Weakness of distal limbs         
b) Weakness of proximal hip girdle muscles         
c) Weakness of facial muscles         
d) Myotonia on EMG         
e) Grip or percussion myotonia         
f) Evidence of cataracts         
g) Facial or limb muscle weakness within the first 4 weeks of life          
 
 
 
 
 
 
 
 
 
 
 
I. Definite DM-1 

a.  Symptomatic 
     b.    Asymptomatic      
 
I. Probable DM-1  
  
III. Congenital DM-1/or childhood DM-1    
 
IV. Definite DM-2 

a. Symptomatic       
     b.   Asymptomatic      

 
V. Probable DM-2 
 
VI. Congenital DM-2/or childhood DM-2 
 
VII. DM like disease with normal DNA   

(DM-1/DM-2 excluded)    
 
VIII. Possible DM-1 or DM-2 
 

Molecular Genetic Diagnostic Categories: (Check only one) 

1)   DNA test positive: CTG repeat >50   Size of Repeat   
2)   DNA test negative: CTG repeat <37   
3) DNA test positive:  CCTG repeat >75   Size of Repeat   
4) DNA test negative:  CCTG repeat <75   
5)   DNA test (DM-1 or DM-2) not done   
6)  DNA test performed on relative      Size of CTG Repeat       

  Relationship to patient __________________ Size of CCTG Repeat   



IX. Unaffected blood relative 
a. DNA Confirmed  
b. DNA not done  
 

Comments:   
 
 
 
 
 
Signature:  Date:    
 
 
I) Definite DM-1 
DNA analysis of the size of the [CTG]n repeat size in the DM-1 gene on chromosome 19 is greater than 50 repeats 
in size (normal range of repeat sizes is 5-37 repeats).    
 
Other definitions of definitely affected individuals include an individual with clinical signs of weakness and 
evidence of myotonia (clinical/EMG) who has: 

 One parent with DNA proven DM-1 
OR 

 A child with DNA proven DM-1 
 
II) Probable DM-1 
Individual who has not had DNA testing but has weakness of distal limb muscles plus weakness of muscles of 
swallowing and speech with evidence of myotonia (clinical and/or EMG). 
 
III) Congenital DM-1 or childhood DM-1        
Child with facial and limb muscle weakness that is apparent within the first 4 weeks of life and has positive DNA 
testing or who has a mother with definite DM-1 or probable DM-1.  
  
IV) Definite DM-2 
DNA analysis of the size of the [CCTG]n repeat size in the DM-2 gene on chromosome 3 is greater than 75 repeats 
in size (normal range is less than 75 repeats).   
 
Other definitions of definitely affected individuals include an individual with clinical signs of weakness and 
evidence of myotonia (clinical/EMG) who has: 

 one parent with DNA proven DM-2 
 OR 

 a child with DNA proven DM-2. 
 
V) Probable DM-2 
Individual who has negative DM-1 DNA testing, weakness of proximal hip girdle muscles, evidence of myotonia 
(clinical and/or EMG), and cataracts.  
 
VI) Congenital DM-2 or childhood DM-2 
Child with muscle weakness that is apparent within the first 4 weeks of life with  positive DNA testing for CCTG 
repeat expansion at DM2 locus or  who has a mother with definite DM-2 or probable DM-2.  
 
VII)  DM like disease with normal DNA (DM-1/DM-2 excluded) 
Individual has a normal size [CTG]n repeat in the DM-1 gene and normal size [CCTG]n repeat in DM-2 gene, 
muscle weakness (as in possible DM-1 and DM-2), and evidence of myotonia (clinical and/or EMG). 
 
VIII)  Possible DM-1 or DM-2 
Review of clinical records indicate some degree of muscle weakness (no specific distribution required) plus 
evidence of myotonia (clinical or EMG) 
 
IX) Unaffected blood relative 
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The Registry is supported through the National Institute of Arthritis and Musculoskeletal and 
Skin Diseases and the National Institute of Neurological Disorders and Stroke (grant #U54-
NS048843 and contracts #N01-AR-5-2274 and #NO1-AR-0-2250).   
 
Contents of this form were made, in whole, or in part, by the following members of the 
Scientific Advisory Committee of the National Registry: 
 
* Internal Steering Committee Members: Principal Investigator: Richard T. Moxley, III, MD; 
Co-investigators:  Michael P. McDermott, PhD; Rabi Tawil, MD; and Charles A. Thornton, MD; 
University of Rochester Medical Center, Rochester, NY.  
 
* Scientific Advisory Committee Members: Tetsuo Ashizawa, University of Florida; Richard 
J. Barohn, University of Kansas; Paula R. Clemens, University of Pittsburgh; P. Michael 
Conneally, Indiana University; John W. Day, University of Minnesota; Denise A. Figlewicz, 
ALS Society of Canada; Jacqueline M. Jackson, Indiana University; John T. Kissel, The Ohio 
State University; Shannon Lord, Patient Advocate; Katherine D. Mathews, University of Iowa; 
Don B. Sanders, Duke University; Stephen J. Tapscott, University of Washington. 
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