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Dear D r .  McKusick: 

I w i l l  be pleased t o  p a r t i c i p a t e  i n  your conference. 

You had asked f o r  suggestions as t o  top i cs  o r  p a r t i c i p a n t s  f o r  the 
area o f  d i g e s t i v e  and absorp t ive  func t i ons  o f  the  GI t r a c t  such as 
a l t e r a t i o n s  i n  the d i g e s t i v e  a b i l i t y  o f  the  smal l  i n t e s t i n e  mucosa. You 
are  cover ing  t h i s  w i t h  the  disacchar idase de f i c ienc ies .  Some i n t e r e s t s  
i n  t h i s  area inc lude f e t a l  development and changes i n  lactase l e v e l s  
a f t e r  b i r t h  as w e l l  as the prevalence i n  adu l ts .  There i s  a l s o  some 
recen t l y  accumulat ing in fo rmat ion  on pept idase d e f i c i e n c i e s  and de fec ts  
i n  amino a c i d  absorpt ion.  Along the l i n e s  o f  abso rp t i ve  defects ,  the 
glucose-galactose malabsorpt ion i s  an e x c e l l e n t  example. I n  terms o f  
defects  i n  mucosal synthes is ,  a-Beta l ipopro te inemia  i s  a good example. 
I f  you wish I cou ld  c e r t a i n l y  cover a l l  o f  these top ics .  Another area 
would be f a m i l i a l  ch lo r i do r rhea .  These p a t i e n t s  a re  unable t o  reabsorb 
c h l o r i d e  and have a severe d ia r rhea and e l e c t r o l y t e  inbalance. I n  terms 
o f  the  pancreas, there  are some c h i l d r e n  w i t h  h e r e d i t a r y  p a n c r e a t i t i s  
and some w i t h  absence o f  the pancreas. I t h i n k  t h a t  t h i s  cou ld  e a s i l y  
be covered by your c y s t i c  f i b r o s i s  people. The area o f  the development 
o f  the  stomach i s  be ing explored by D r .  J u l i u s  Deren o f  the  U n i v e r s i t y  
o f  Pennsylvania. There a re  no major c l i n i c a l  problems t h a t  come t o  mind, 
so t h i s  area i s  probably no t  v i t a l .  I t  cou ld  a l s o  be covered very 
b r i e f l y  i n  a d iscuss ion  o f  the smal l  bowel development. 

D r .  Deren i s  a l s o  i n t e r e s t e d  i n  the  smal l  bowel. There are  a 
number o f  o the r  people who could e a s i l y  speak on the  smal l  bowel, but  I 
t h i n k  t h a t  most o f  t h i s  cou ld  be inc luded i n  the t a l k  on disacchar idases. 

As I ' m  w r i t i n g  t h i s ,  I wonder i f  c e l i a c  disease should not  be 
mentioned because t h i s  c e r t a i n l y  seems t o  be an i n h e r i t e d  d isorder  and the  
de fec t  i s  probably present  a t  b i r t h ,  bu t  does no t  become c l i n i c a l l y  
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apparent u n t i l  t he  c h i l d  i s  about 8 months o f  age when he begins t o  
consume la rge  amounts o f  wheat, rye  and oats.  The cu r ren t  go ing thoughts 
a re  t h a t  t h i s  might be due t o  a pept idase de f i c iency  and inadequate 
d i g e s t i o n  o f  some o f  the  wheat and pept ides.  This  has not  been proven 
bu t  i t  does make a n i c e  s to ry .  Obviously Tom Hendrix o r  I cou ld  t a l k  
about t h i s .  D r .  Dowd Kowlessar-Jef ferson i n  Ph i l ade lph ia  i s  extremely 
i n te res ted  i n  the pept ide  bu t  has been unable t o  come up w i t h  a s p e c i f i c  
pept idase de f i c iency  a t  t h i s  time. 

Pardon my rambl ing. I hope t h i s  i s  o f  some he1 p t o  you. 

Theodore M. Bayless, M.D. 
Associate Professor  o f  Medicine 
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