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Abstract .  Von Reckl inghausen  neurof ib romatos i s  or  type  
1 neurof ib romatos i s  (NF1),  is one o f  the most  c o m m o n  
au tosomal  dominan t  disorders .  NF1 is charac te r ized  by  
neurof ibromas ,  caf6-au-tai t  spots and Lisch  nodules  o f  the 
iris. The  NF1 gene is loca ted  in 17q11.2. The res t r ic t ion 
f ragment  length p o l y m o r p h i s m  repor ted  here wil l  be use-  
ful in l inkage  analysis  in NF1 famil ies .  

Description. GE2 is a 550-bp f ragment  of  the 5" region  o f  
the neurof ibromatos i s  type 1 (NF1)  c D N A  (Marchuk  et 
al. 1991). 

Polymorphism. EcoRI detects  a two-a l le le  p o l y m o r p h i s m  
with f ragments  o f  7.3 kb  (A1) and 4.2 kb (A2)  (Fig. 1). 

Frequency. The f requency  o f  the al le les  was s tudied in 50 
unre la ted  Caucas ians ,  and was shown to be: A1 = 0.71 
and A2  = 0.29. 

Chromosomal localization. The NF1 gene has been as- 
s igned to 17ql  1.2. 
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Fig. 1. Detection of the two-allele polymorphism by EcoRI. Frag- 
ments are: 7.3 kb (Allele A1) and 4.2 kb (Allele A2) 

Mendelian inheritance. Co-dominan t  segregat ion  was ob- 
served in 4 fami l ies  (41 individuals) .  
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