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Al?ha-1-anti trypsin def ic iency  (AlAT3) i n  c h i l d r e n  

has prev ious ly  on ly  been assoc ia ted  with l i v e r  d i s e a s e  
whereas i n  a d u l t s  emphysema i s  a f requent  m a n i f e s t a t i o n  

!:e demonstrated c h i l d r e n  wi th  AlATD a r e  hyper inf la ted  compared t o  
c h i l d r e n  wi th  o t h e r  l i v e r  d i s e a s e s  and c o n t r o l s .  IJe have now in-  
v e s t i g a t e d  i f  i n  c h i l d r e n  wi th  AlATD h y p e r i n f l a t i o n  p e r s i s t s  and 
i f  p e r s i s t e n t  h y p e r i n f l a t i o n  unresponsive t o  bronchodi la tor  (BD) 
therapy (emphysema) was more common i n  c h i l d r e n  with AlATD than 
c h i l d r e n  wi th  e x t r a h e p a t i c  b i l i a r y  a t r e s i a  and hea l thy  c o n t r o l s .  
S e r i a l  measurements of f u n c t i o n a l  r e s i d u a l  capac i ty  (FRC) were 
made over a t  l e a s t  G months. Children were p e r s i s t e n t l y  hyper- 
i n f l a t e d  i f  t h e i r  FRC was >120% of t h a t  p red ic ted  f o r  he ight  on 
a t  l a a s t  3 occas ions .  Heaeurements were made before  and a f t e r  BD, 
a change i n  FRC of >82 i n d i c a t e d  bronchodi la tor  reeponsiveness.  
262 measurements were made on 54 p a t i e n t s  with l i v e r  d i s e a s e  
(mean age 6 y r s ) ,  28 had AlATD. Thei r  r e s u l t s  were compared t o  
those from c o n t r o l s  of s i m i l a r  age. No c o n t r o l  had an FRC >120% 
and t h e i r  median FRC on 3 s e r i a l  measurements was 9 3 % ,  range 77- 
100%; 101%, 74-1102 and 98%. 70-113Z. Only 5 c h i l d r e n ,  4 wi th  
AlATD had p e r s i s t e n t  h y p e r i n f l a t i o n  unresponsive t o  broncho- 
d i l a t o r  (emphysema), 2 were <5 years .  We conclu2e emphysema may 
be a s s o c i a t e d  wi th  AlATD i n  e a r l y  childhood. 

RAFFINOSEAND STACHYOSEFREEDIETREDUCES 
GALACTOSE-1-PHOSPHATE IN ERYTHROCYTES 
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Most of the galactosemic patients. (GAP), in spire of a smctly galactose (gal) free 
diet, have elevated galactose-1-phosphate (gal-I-P) levels in their erythrocytes 
(EC), thought to be due to endogenous production of gal. Substantial amounts of 
bound alpha-linked galactose are ingested as oligosaccharides stachyose (S) and 
raffinose (R) from cereals, beans and potatoes. This gal is thought not to be absor- 
bed, because no a-galactosidm exists in the intestine but liberated by bacterial a- 
galactosidase activity may cause flatulence by formationof C@ and hydrogen. Six 
GalP, age between5 and 20 years, - after one week of recordedregulardiet (R + S = 
800 - 2000 mg/die) - received for another week a diet without S and R (40%) but 
with the same amount of proteins, fat and carbohydrates. Then a recorded regular 
diet (R + S = 800 - 2500 mg/die) was reassumed. Gal in the serum and gal- 1-P in E C  
was measured at the end of each period. Each GalP was taken as his own conml.  
Gal-I-PinEC was2.6kO.8 and4.1 f 2.1 mg/100ml. In fiveof sixpatientsgal-I-P 
was significantly reduced at the endof the S and R freediet (1.5 +0.9, ~4 .05) .  The 
values before and after the diet were statistically not different from each other 
(p<0.5). Our results suggest that some of the G- 1-P in the E C  of GalP may originate 
from intestinal absorption of gal liberated by bacterial a-galactosidilses S and R 

 die^ however, cannot be maintained for prolonged time because of lack of fi- 
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S o c i a l  a n d  f a m i l y  s t a t u s  a s w e l l  a s  i n t e l l e c t u a l  l e v e l  
o f  34 PKU g i r l s  b e i n g  i n  r e p r o d u c t i v e  a g e  w a s  a n a l y -  
zed.  T h e  a n a l y s i s  i n c l u d e d  h i s t o r y  o f  1 5  p r e g n a n c i e s .  
T h e r e  v e r e  4 a b o r t i o n s .  2 p r e g n a n c i e s  n o t  t r e a t e d  e n -  
ded w i t h  b i r t h  o f  m a l f o r m e d  o f f s p r i n g ,  3 w i t h  l o w  p h e  
d i e t  i n t r o d u c e d  a g a i n  d u r i n g  f i r s t  trimester o f  p r e g -  
n a n c y  a n d  3 t r e a t e d  b e f o r e  t h e  c o n c e p t i o n  a n d  f i n a l y -  
zed w i t h  b i r t h  o f  n o r m a l  h e a l t h y  n e w b o r n s .  T h e  c o u r s e  
o f  t r e a t m e n t  o f  p r e g n a n t  women w a s  s a t i s f a c t o r y ,  t h e y  
t o l e r a t e d  t h e  d i e t  w e l l ,  a n d  h a d  l o w  b l o o d  p h e  c o n c e -  
n t r a t i o n .  I n  a l l  o f  t h e m  d r o p  o f  p h e  l e v e l  a t  t h e  e n d  
o f  p r e g n a n c y  w a s  o b s e r v e d .  C o n t r o l  o f  b i o c h e m i c a l  p a -  
r a m e t e r s  r e v e a l e d  n o r m a l  l e v e l s  o f  p l a s m a  p r o t e i n s ,  
m i n e r a l s  a n d  m o s t  o f  trace e l e m e n t s ,  u r e a  a n d  c rea t i -  
n i n e .  T h e r a p e u t i c  p r o b l e m  w a s  i r o n  d e f i c i e n c y  a n e m i a  
w h i c h  n e e d e d  t o  b e  s u p p l e m e n t e d .  O f f s p r i n g  f r o m  t h e  
g e s t a t i o n s  t r e a t e d  w i t h  l o w  p h e  d i e t  w e r e  b o r n  o n  t i -  
me w i t h  n o r m a l  A p g a r  score. T h e i r  p s y c h o m o t o r i a l  de- 
v e l o p m e n t  d o e s  n o t  rise a r y o b j e c t i o n s .  T h e  o l d e s t  
c h i l d  is  5 y e a r s  now a n d  h i s  IQ i s  100. 

I n t e l l e c t u a l  Outcom-e i n  Congenital  cytomegarovirlls 
i n f e c t i o n .  
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188 Congenital  cytomegalovirus (CMY) i n f e c t i o n  i s  now t h e  
commonest congeni ta l  i n f e c t i o n  i n  the  U K .  35 ,000  new- 
born i n f a n t s  i n  t h r e e  London h o s p i t a l s  were screened 

f o r  t h e  presence of congeni ta l  (CMV) i n f e c t i o n .  One hundred and 
t h r e e  c o n g e n i t a l l y  in fec ted  i n f a n t s  were i d e n t i f i e d .  These c h i l d -  
ren  and t h e i r  matched c o n t r o l s  a r e  being followed u n t i l  5 years  
of age.  
Four c o n g e n i t a l l y  i n f e c t e d  c h i l d r e n  have major neuro logica l  hand- 
cap.  A f u r t h e r  6 c h i l d r e n  have s e n s o r i n e u r a l  hear ing  l o s s  (uni-  
l a t e r a l  i n  2 c a s e s ) ,  two i n  a s s o c i a t i o n  with minor motor abnorma- 
l i t i e s .  
I t  has been suggested t h a t  apparen t ly  asymptomatic c h i l d r e n  wi th  
c o n g e n i t a l  CMV i n f e c t i o n  a r e  a t  r i s k  of s u b t l e  i n t e l l e c t u a l  impa- 
i rment .  G r i f f i t h s  assessments on the  c h i l d r e n  i n  t h i s  s tudy  a t  2 
years  of age revea led  no d i f f e r e n c e  i n  developmental q u o t i e n t s  
between c a s e s  and c o n t r o l s .  A t  f i v e  years  t h e  c h i l d r e n  complete 
Wecshler Pre-school and Primary Sca les  of i n t e l l i g e n c e  t e s t s .  
Resu l t s  of those  t e s t s  on t h e  70 asymptomatic cases  and t h e i r  
matched c o n t r o l s  who have reached 5 years  w i l l  be presen ted .  
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The European C o l l a b o r a t i v e  Study is a p r o s p e c t i v e  s t u d y  i n  
which c h i l d r e n  born t o  women known t o  be HIV p o s i t i v e  a t  o r  
b e f o r e  t h e  t i m e  of d e l i v e r y  a r e  be ing  fo l lowed from b i r t h .  
The main o b j e c t i v e s  a r e  t o  de te rmine  t h e  r a t e  of v e r t i c a l  
t r a n s m i s s i o n  a n d  t o  d e s c r i b e  t h e  n a t u r a l  h i s t o r y  o f  
p a e d i a t r i c  HIV i n f e c t i o n .  C h i l d r e n  a r e  examined u s i n g  a 
s t a n d a r d  p r o t o c o l  a t  r e g u l a r  i n t e r v a l s  and each t ime a blood 
sample is  taken.  I n f e c t i o n  i s  determined by t h e  p e r s i s t e n c e  
of an t ibody  beyond 18 months, t h e  c l i n i c a l  presence of AIDS 
o r  t h e  d e t e c t i o n  of v i r u s  o r  p24 an t igen .  
By t h e  end of March 1990, 564 c h i l d r e n  were e n r o l l e d .  The 
r a t e  of v e r t i c a l  t ransmiss ion  based on t h e  248 c h i l d r e n  over 
1 8  m o n t h s  was 2 5 . 5 % .  1 6  o f  t h e  59 a n t i b o d y  p o s i t i v e  
c h i l d r e n  h a v e  b e e n  d i a g n o s e d  w i t h  AIDS. P r o g n o s i s  f o r  
a n t i b o d y  p o s i t i v e  c h i l d r e n  i s  p o o r  and  m o r t a l i t y  h i g h .  
E a r l y  o n s e t  and r a p i d  progress ion  of symptoms poses problems 
f o r  t rea tment .  

GLUTATHIONE SYNTHESIS VELOCITY IN PRETERM 
BABIES. 
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Spain). 
Red cells previously depletioned of glutathione incubated 

with amino acid precursors can  be used to  evaluate glutathione synthesis 
velocity (GSV) and thus, indirectly the measurement of cysrathionase 
activity which renders indispensable for the s tep  from cystathionine t o  
cysteine. This can  be achieved substituting methionine with NAcetyl- 
cysteine (NAC). Thus we do not need t o  use o ther  tissues from living in 
fants. We determined GSV a t  different  GA and adult controls. ~ e a l t h f  
newborns were grouped a f t e r  GA:A(24-32wk); B(33-36wk) and C(term). 
Half of the red cells sampled were incubated with glutathione a a  pre- 
cursors (x10 plasma concentration); the  rest  with NAC instead of me- 
thionine. GSV determined by method of Brigelius. 
GROUP with a a  (nmoi/l'/g of tissue) with NAC 
A(n=lO) , , ~ 6 . 5 8  + 2.66 - **- 24.092 5.70 
B(n= 16) 18.65 + 5.83 - * 24.90 + 4.02 
C(n=I3) * C 2 3 . 1 3  + 2.07 - NS - 25.64 1.74 
Adults(n=16) 26.37 + 4.01 - NS - 27.87 + 3.34 
Simple regression: G S V ~ ~ ) :  R=0.67 p(0.01; GSV(NAC): ~ = 3 . 4 2  NS 
1)Giutathione synthesis in prematures is lower than in term infants and 

adults. 2) In prematures when using NAC instead of methionine, GSV 
increases suggesting a n  impaired synthesis of cysteine. 3) Enzyme cys- 
tathionase matures probably along gestation. 
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