
NEW VARIANT OF GLUCOSEPHOSPHATE ISOMERASE ( G P I )  
F ICIENCY WITH CONGENITAL HEMOLYTIC ANEMIA. 
n s  H. Koch  a n d  W e r n e r  S c h r o t e r  U n i v e r s i t a t s  
n d e r k l  i n i  k e n  Hamburg a n d  G o t t i n g e n  ,Germany. 

A  new v a r i a n t  o f  r e d  c e l l  GPI  d e f i c i e n c y  ( T y p e  N o r d -  
h o r n )  w i t h  c o n g e n i t a l  n o n s p h e r o c y t i c  h e m o l y t i c  a n e -  
m i a  i s  d e s c r i b e d . T h e  p r o p o s i t u s  s u f f e r s  s i n c e  b i r t h  
f r o m  a  s e v e r e  anemia .GPI  a c t i v i t y  i s  d e c r e a s e d  t o  
22% o f  t h e  n o r m a l .  The p a r e n t s  e x h i b i t  a c t i v i t i e s  
b e t w e e n  3 6  a n d  4 7  %. The t h e r m a l  s t a b i l i t y  o f  t h e  
m u t a n t  enzyme i s  d e c r e a s e d  i n  t h e  p r o p o s i t u s  a n d  i n  
a l l  a f f e c t e d  m a t e r n a l  r e l a t i v e s . T h e  p r o p o s i t u s  i s  
n o t  homozygous ,bu t  d o u b l e - h e t e r o z y g o u s  f o r  t w o  a b -  
n o r m a l  a l l e l e s .  The h e t e r o z y g o u s  m o t h e r  c o n t r i b u t e s  
a n  a l l e l e  w h i c h  p r o d u c e s  a  t h e r m o l a b i l e  enzyme o f  
d e c r e a s e d  a c t i v i t y  and  a b n o r m a l  e l e c t r o p h o r e t i c  mo- 
b i l i t y , w h e r e a s  t h e  f a t h e r  c o n t r i b u t e s  a n  i n a c t i v e  
gene  p r o d u c t . T h e  enzyme d e f e c t  becomes a l s o  m a n i -  
f e s t  i n  t h e  l e u c o c y t e s  o f  t h e  p r o p o s i t u s . T h e  t h e r -  
m o l a b i l i t y  i s  a l s o  e v i d e n t  i n  t h e  l e u c o l y s a t e s  o f  
t h e  m o t h e r .  Compared w i t h  e r y t h r o c y t e  p o p u l a t i o n s  
o f  s i m i l a r  mean c e l l  a g e  t h e  r a t e  o f  r e d  c e l l  g l y -  
c o l y s i s  i s  r e d u c e d  i n  t h e  p r o p o s i t u s .  A  p r e m a t u r e  
i n a c t i v a t i o n  o f  t h e  enzyme d u r i n g  m a t u r a t i o n  o f  t h e  
e r y t h r o c y t e s  i s  s u g g e s t e d .  

ENDOCRINOLOGY 

THE URINARY 114XYGENATION INDEX DURING CHILDHOOD+ 
W.M.Teller.S.B.Pa1,and J.Homoki.Dept.Pediatrics,Endocrino 
logy and Metabo1ism.Univ.of Ulm/Donau,Fed.Bep.Germany 
The urinary 11-oxygenation index(O,I.)is the ratio of the 
quantity of corticosteroids not oxygenated at C 11,such 
as pregnanetrio1,tetrahydro-11-dehydrocortieol etc.(=ab- 
normal metabolites) to that of corticosteroids oxygenated 
at C 11 like tetrahydrocortisone, tetrahydrocortisol etc. 
(=normal metabolites). 0.1. was examined in 5 groups of 
normal persons of various ages and both sexes (total num- 
ber n=ld): I:49 newborns, aged 0-4 wks., 11: 17 infants, 
aged 1-l2 mo., 111: 16 small children, aged 1-6 yrs., IV: 
19 school children, aged 7-13 yrs., V:10 adolescents and 
adults, aged above 13 years.The procedure for determina- 
tion of 0.1. was followed as described by Edwards et al. 
(J.Endocr. s:181, 1964). The results were as follows 
(mean + 2 S.D.):I:o.22 + 0.6, 11:0.20+ 0.48, 111:0.19fo.6q 
IV: o.17f 0.40, V: 0.2120.44. There was no sex differ- 
For the first time it was shown that irrespective of age 
0.1. remains the same throughout childhood (including the 
early newborn period), This property of 0.1. provides 
the basis for its general usefulness in rapid diagnosis 
and surveillance of children with congenital adrenal 
hyperplasia. 
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STUDY OF THE CONCENTRATION OF THYROID HORMONES I N  
THE AMNIOTIC FLUID .  R. T o j o ,  J . L .  I g l e s i a s  D i z ,  
H. I g l e s i a s .  U n i v e r s i t y  C l i n i c s  o f  P e d i a t r i c s ,  Gy- 
n e c o l o g y ,  a n d  P h a r m a c o l o g y ,  U n i v e r s i t y  o f  S a n t i a g o  
d e  C o m p o s t e l a ,  S p a i n .  
T h e  o b j e c t i v e  o f  o u r  s t u d y  i s  t o  a p p r a i s e  t h e  l e v e l  
o f  t h y r o i d  ho rmones  i n  t h e  a m n i o t i c  f l u i d  d u r i n g  
p r e g n a n c y  i n  women w i t h  g o i t e r  a n d / o r  h y p o t h y r o i d -  
i s m  i n  a  g e o g r a p h i c  r e g i o n  o f  e n d e m i c  g o i t e r  
( G a l i c i a ,  n o r t h w e s t e r n  S p a i n ) .  
T h e  p a r a m e t e r s  s t u d i e d  w e r e :  I n d e x  o f  T3.  T4 and  
i n d e x  o f  f r e e  t h y r o x i n  ( F T I ) .  
The  d e t e r m i n a t i o n s  w e r e  p e r f o r m e d  i n  t h e  a m n i o t i c  
f l u i d  a t  t h e  s e v e n t h  m o n t h  o f  p r e g n a n c y ,  a n d  d u r i n g  
c h i l d b i r t h ,  i n  women w i t h  g o i t e r ,  and  i n  t h e  b l o o d  
o f  t h e  c o r d  o f  t h e i r  c h i l d r e n .  The  r e s u l t s  w e r e  
c o n t r a s t e d  w i t h  t h o s e  o b t a i n e d  s i m u l t a n e o u s l y  i n  a  
g r o u p  o f  p r e g n a n t  women n o r m a l  f r o m  t h e  t h y r o i d  
p o i n t  o f  v i e w  and  i n  t h e i r  c h i l d r e n .  
The  v a l u e s  o b t a i n e d  and  t h e  r e l a t i o n s h i p s  o f  
m a t e r n a l - f e t a l  t h y r o i d  f u n c t i o n  t h r o u g h  t h e  a m n i o -  
t i c  f l u i d ,  a s  w e l l  a s  t h e  i m p l i c a t i o n s  w i t h  r e g a r d  
t o  a  p o s s i b l e  p r e n a t a l  p r e v e n t i v e  p r o g r a m ,  w i l l  be  
f u l l y  d i s c u s s e d  a t  t h e  m e e t i n g .  

EYPOTHYBOIDIE PAR D W U T  COHGEXITAL DE SIII!cEBSE DE IJi 
TBYBOGLOBULINE. Ch, Sultan, B. Jean, 8, Liasit-, 
W. Uichel-Bechet. J. Biaootb, (Mont~ellier. Praow 
Chec 3 enfants dont 2 frares attointa dlhypothyrofdie par 
trouble de 11homonosynth8se areo teet au perchlorato do 
potaasim et de charge en DIT normal, l'adminietration de 
50 micro-curies dlIode 135 permet dtobtonir lee ren- 
seignements suivants: -Dam le sbrrm lliode sarqd eat 
fix& sur lea proteines anormalee d&nu&es dpactivitb hor- 
monale. -Dans le tissu thyrozdien pr6levb par biopsie: 
r Quantitg de protgines en mg/g de tissu = 96-102-46.8 a 

Normal. .Iode stable daas lee prot€ineaa),o~,06'i%- 
0.3&Qlevb. .Apr&s ultracentrifugation en gradient de 
saccharoeeeabsence de radio-activitg et de deneit6 op- 
tique dam lea zones 19 S et U S de la thyroglobuline, 
presence d'un pic unique. .Doeage radio-iamunologiquer 
absence de thyroglobuline. .Immmo-&loctrophor&ee~~ s e ~ l  
arc avec serum antialbumiae. .Auto-radiographielaeul 
llarc albumine apparait radioactif.-Etude histologique= 
micro-adbnomes microfolliculaires. 

Conclusion: Absence de synthese de la thyroglobuline 
remplac6e par l'albmine dont lliodation ne parnet qulune 
faible formation d'hormone. 

GASTROENTEROLOGY 

GASTRIC L IPOLYSIS  OF HUMAN M I L K  L I P I D S  I N  INFANTS 
WITH PYLORIC STENOSIS. 
G.Samuelson,A.Billstrom,B.Fredrikzon, 0. J o h n s o n  
a n d  T . O l i v e c r o n a .  D e p a r t m e n t s  o f  P a e d i a t r i c s , P h y s i o -  
l o g i c a l  C h e m i s t r y  a n d  Anatomy,  U n i v e r s i t y  o f  Umea, 
Sweden. 

I n  human i n f a n t s  a n d  p u p p e t s  a  s u b o p t i m a l  
c o n c e n t r a t i o n  o f  b i l e  a c i d s  i n  t h e  duodenum may i n -  
t e r f e r e  w i t h  t h e  m i c e l l e  f o r m a t i o n  and  s o  t h e  a b s o r p -  
t i o n  o f  d i e t a r y  g l y c e r i d e s .  I n  1 9 7 0  H e l a n d e r  a n d  
O l i v e c r o n a  d e s c r i b e d ,  i n  t h e  s u c k l i n g  r a t ,  a  l i p o l y -  
t i c  a c t i v i t y  i n  t h e  s t o m a c h .  Such a n  a c t i v i t y  h a s  a l -  
s o  b e e n  f o u n d  i n  humans b u t  i s  t h o u g h t  t o  b e  o f  quan- 
t a t i v e l y  m i n o r  i m p o r t a n c e  i n  t h e  n o r m a l  f a t  d i g e s -  
t i o n  i n  t h e  a d u l t . W e  h a v e  f o u n d  i n  i n f a n t s  a  s i g n i -  
f i c a n t  h y d r o l y s i s  o f  m i l k  t r i g l y c e r i d e s  i n t o  d i g l y -  
c e r i d e s  and  f r e e  f a t t y  a c i d s  t o  o c c u r  a l r e a d y  i n  t h e  
s t o m a c h .  The  l o w  pH, t h e  r e l a t i v e l y  h i g h  c o n t e n t  o f  
d i g l y c e r i d e s  i n  t h e  g a s t r i c  s a m p l e s  a n d  t h e  n a t u r e  
o f  t h e  d i s e a s e  o f  t h e s e  i n f a n t s  s u g g e s t s  t h a t  t h e  
h y d r o l y s i s  was n o t  c a t a l y z e d  b y  p a n c r e a t i c  enzymes .  
The  p r e g a s t r i c  l i p a s e  a c t i v i t y  c a n  be  o f  g r e a t  i m -  
p o r t a n c e  i n  t h e  p o s t n a t a l  d i g e s t i o n  o f  m i l k  t r i g l y -  
c e r i d e s  i n  t h e  human i n f a n t  and  t o  some e x t e n t  com- 
p e n s a t e  f o r  t h e  p o o r  b i l e  a c i d  c o n c e n t r a t i o n  f o u n d  
i n  t h e s e  i n f a n t s .  

PEPTIDASE ACTIVITIES OF THE BRUSH BORDER OF RABBIT 
SHALL INTESTINAL UUCOSA.Q.Andria,A,Uarzi and S.Auricchio, 
Dept. of Pediatrics.11 School of Ued.. Univ.Na~les,It€ilg. 
$he peptidases located in the intestinal brush border 
(BB) probably play a major role in the pathophyeiology of 
protein digestion, but their properties are still incom- 
pletely known.1~ the present etudy,rabbit BB activitiee 
hydrolyzing Phe-Ala(PA), Leu-Gly-Gly (UG) and Leu-B- 
naphthylamide (LNA) shoved high specific activities and 
amounted to about 2096, 1% and 5Ol6,respectively,of the 
total mucosal activity for the same substrate.PA hydro- 
laae of the BB differed from that of the cytosol on th5 
basis of the following data.. . (mean* SEH) : 
~--ycin f m )  (BB) s.a.5 (oJFt.)?%Z 3.5)- 8 
pOE4e1-curiae~oate(0.~1 10l.5'$0.& ~ ~ & b b f  P a 
Beat (w, 60 min) 68.el0.2 31.%3.0~ ** 
Ion exchange chromatography separated the BB peptidasee, 
after solubilization with papain,in 3 peaks.The main 
peak was active towards dipeptides (PA,Gly-Leu,Lys-Leu), 
tripeptides (LGG,Phe3) and aryla~ides (LNA,L~s-IUL), 
whereas a 2nd one hydrolyzed dipeptides, with no LHBase 
and very low tripeptidase activity. PA hydrolases of 
both peaks were ph#B and heat insensitive and only that 
of the 1st peak was 5nhibited (about 50%) by puromycin. 
The 3rd peak contained the 1 -Gla-FIAase activity. 
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