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Gonadal  d y s g e n e s i s  and Y-chromosome a b n o r m a l i t i e s .  

F i f t e e n  s u b j e c t s  w i t h  chromosome mosa ics  w e r e  i n v e s t i g a t e d :  i n  

t e n  o f  them a  chrnmobome p a t t e r n  41.X/46.X.i d i c ( Y p )  was f o u n d ,  

i n  f o u r  45 ,X /46 ,X . i  d i c ( Y q 9 .  i n  one 45.X/46.X,Yq+.; t h e  r a t i o  of 

t h e  two c e l l  t y p e s  v a r i e d  between p a t i e n t s  and between d i f f e r e n t  

t i s s u e s .  The phenotype  of p a t i e n t s  ranged f r o m  female  w i t h  some 

T u r n e r ' s  syndrome s t i g m a t a ,  t o  i n f a n t s  w i t h  ambiguous e x t e r n a l  

g e n i t a l i a ,  t o  a r o s p e r m i c  ma le .  Most p a t i e n t s  p r e s e n t e d  s h o r t  o r  

v e r y  s h o r t  s t a t u r e .  Laparatemy and h y s t o l e g i c  s t u d i e s  r e v e a l e d  

h y p o p l a s i c  o r  d y s g e n e t i c  o r  even normal t e s t e b  and s t r e a k  gonads 

v a r i o u s l y  combined ;  f f u r  p a t i e n t s  were  t e s t e d  f o r  ti-Y a n t i g e n  anc 

Found t o  be  p o s i t i v e - r e d u c e d .  No c o r r e l a t i o n  was demonst ra ted  be= 

tween c l i n i c a l  d a t a  and chromosomad p a t t e r n .  P h e r n t y p i c  f e a t u r e  

o? mosa ics  w i t h  s t r u c t u r a l l y  abnormal Y-chromosomes a r e  n o t  d i f ;  

f e r e n t  f rom f e a t u r e  found i n  n5,X846,XY p a t i e n t s ;  p r o b a b l y  ne 

g e n e t i c a l l y  a c t i v e  p o r t i o n  oF Y i s  l o s t .  The d i f f e r e n t  p r o p o r t i o n  

oP d5,X c e l l s  I n  v a r i o u s  t i s s u e s  p o s s i b l y  has t h e  g r e a t e s t  i n f l u =  

ence on t h e  phenotype o f  t h e s e  s u b j e c t s .  

T h i s  i n v e s t i g a 2 a n  was performed Ln c o l l a b o r a t i o n  w i t h  t h e  I n s t i -  

t u t e  o f  Genera1 B i o l o g y  and G e n e t i c s .  U n i v e r s i t y  o f  P a v i a .  
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PRDLAtXIN AND TSH RESPONSES TO TRH I N  146 HYPOPITUITARY DWAWS. 

Prolactin (PRL) and TSti were lleasured from 0 to 90-120 minutes 
af ter  TRH 0.2 mg I V  in  146 hypopituitary dwarfs : 76 with cranial 
radiotherapy and/or hypothalamic lesions (gmupe A) and 70 without 
grossly detectable lesion (gmup B) including 14 af ter  breech pre- 
sentation and 19 isolated M deficiency. Abmmal PRL responses, 
either delayed or outside the mrmal range, were found i n  71 pa- 
tionts, 45 from group A (59 \) and 26 from group B (37 \). Abnor- 
mal T S H  remponrm, delayed or outaide the normal r w ,  or i n  the 
mrmal range with lw plasma T4, were found in  90 patients : 50 
from group A (66 \) of which 26 had low T4 and 40 from gmup B 
(57 @ I  of which 19 had low T4. One of the responses a t  least was 
abmrmal i n  113 (77 \): 63 from group A (83 \) and 50 from group 
6 (71 a) ,  only 49 patients showing abnormal responses of both 
hormones. In gmup 6, 19 patients with otherwise iaolated Ql de- 
ficiency and normal T4 had an abmrmal response of one or  tm 
homnem. I t  my h concluded that l/considering both TSH and 
PRL responses, TIW tes t  is abmmml i n  wst hypopituitary dwarfs 
inclding otherwise isolated M deficient subjects. 2/ a i l e  the 
percentaga of mrmal TSR response meems identical i n  the diffe- 
rent etiological types an abmrmal PRL response is w r e  frequent 
i n  l e a i o ~ l  hypopituitarism. 
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P i t u i t a r y  G i g a n t i s m  : Apparen t  Response t o  B r e m o c r i p t i n e .  

P . Y . ,  a  male aged 7.7 y e a r s  p r e s e n t e d  w i t h  r a p i d  g r o w t h  s l n c e  
t h e  age o f  5  y e a r s .  H i s  h e i g h t  was 151.4 em, and w e i g h t  36.7 k g .  

T h e r e  was no secondary  s e x u a l  deve lopment .  I n v e s t i g a t i o n  showed 

en la rgement  of t h e  p i t u i t a r y  f o s s a .  a  s l i g h t l y  advanced bonp ag* 

e l e v a t e d  l e v e l s  of p lasma GH (30-70 mLlkl1 w i t h  no s u p p r e s s i o n  

a F t e r  g l u c o s e .  Plasma p r o l a c t i n  was a l s o  e l e v a t e d  (2000 mldll) b u t  

p i t u i t e r y  f u n c t i o n  otherwise noPmel. T r e a t m e n t  w i t h  B ~ n m e c r i p t i -  

n r  ( u p  t o  PO mq/day)  r e s u l t e d  i n  r a p i d  s u p p r e s s i o n  of p r o l a c t i n  
b u t  l e s s  r a p i d  s u p p r e s s i o n  o n  GH t o  near -norma l .  T rea tment  was 

a s s o c i a t e d  w i t h  a  f a l l  i n  g r o w t h  r a t e  f r o m  9.8 cm/year  t o  5.6 
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E f f e c t  of LH-RH t rea tment  f o r  cryptorchidiem on 
gonadotropine s e c r e t i o n .  

Sixty-two c ryp torch id  boys aged t w o  t o  s i x  y e a r s  
were s e l e c t e d  a t  randan e i t h e r  f o r  s u r g i c a l  or f o r  
hormonal LH-RH treatment .  A s  a l l  b i o p s i e s  from boys 
operated upon showed t y p i c a l  h i s t o l o g i c a l  and u l t r a -  
s t r u c t u r a l  s i g n s  of  cryptorchidism, it can be conclu- 
ded t h a t  only t r u e  c ryp torch id  p a t i e n t s  were included 
i n  our  s tudy.  LH-RH t rea tment  was s u c c e s s f u l  i n  s i x -  
t e e n  (55%) of th i r ty -one  boys. Median plasma 30' 
response v a l u e s  t o  LH-RH of  LH were i n i t i a l l y  normal 
i n  a l l  boys. Those t r e a t e d  succees fu l ly ,  remained 
a l s o  normal a f t e r  t rea tment ,  whereas unsuccess fu l ly  
t r e a t e d  p a t i e n t s  had migni i i can t ly  lower LH response 
va lues  a t  t h e  end o i  t h e  4 weeks LH-RH treatment .  
FSH response was no t  s t a t i s t i c a l l y  d i f f e r e n t  b e i o r e  
and a f t e r  t reatment .  
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K a l l m a n ' s  syndrom w i t h  h i g h  s e t  o s m o t i c  t h r e s h o l d  (OT9 and 

d e f i c i e n t  t h i r s t .  

P p a t i e n t  w i t h  K a l l m a n ' s  syndrom i s  p r e s e n t e d ,  who had d e f i =  

e i e n t  t h i r s t  mechanism and h i g h  s e t  QT f o r  v a s o p r e s s i n  s e c r e t i o n .  

Random d e t e r m i n a t i o n s  of p lasma o s m o l a l i t y  (Posm) r e v e a l e d  h i g h  

v a l u e s  e f  286-4137 ml)sm/kg. The QT d e f i n e d  by t h e  i s o v o l e m i f  i n f u m  

s i o n  of h y p e r t o n i c  s a l i n e ,  was 2 B l d s m / k g .  T h i s  was s i g n i f i c a n t l y  

h i g h e r  t h a n  t h e  Of o f  7 normal c o n t r o l s .  286.6t0.9 (MIBD) .  He had 
i n t a c t  volume r e c e p t o r s ,  a s  shewn by  an  a p p r o p r i a t e  f a l l  o f  f r e e  

w a t e r  c l e a r a n c e  d u r i n g  d e h y d r a t i o n ,  f r o m  -0.3 t o  -1.29fmin.  H i s  

p r e s s o r  r e c e p t o r s  w s r e  shown t o  be i n t a c t  by a  normal response t o  

t h e  h y p o t e n s i v e  a g e n t  t r i m e t h x p h a n e  w i t h  a  f a l l  o f  f r e e  w a t e r  

c l e a r a n c e  f r o m  19 t o  1  ml / rn in .  and a  r i s e  o f  p lasma A W  f r c m L l  

t o  26ukJlml. I n d i f f e r e n c e  t o  t h i r s t  was expressed a t  p lasma osmo= 

l a l i t y  a s  h i g h  a s  304mOsm/kg. f t  i s  sugges ted  t h a t  d e f i c i e n t  

t h i r s t  and h i g h  s e t  QT a r e  a d d i t i o n a l  m a n i f e s t a t i o n s  of t h e  hypo= 

t h a l a m i c  i n v o l v e m e n t  of K a l l m a n ' s  syndrorn. 
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The Childhood Prognomir for  -tal mthyroidillm. 
The nnurolouioal. intellectual md b e h v i d  urobleme of 

study-&mi-&d to provide retrompeotive control data for a 
newborn n c r e d n g  pro-.The mean 1.&(WIBC-R) deolhed 
progmmnively with d i m e *  d e w  during tim f i rn t  v, but 
improved thereafter. 9 children with mevere pre-natal hypo- 
thymidim h a t e d  befom 3 m a .  had a m c ~ n  I.& of 93. 3946 
of the children had 1.Q.m over 90 but 2% ue~ro below 70. 

A l t h o u &  67% of tha oohidren WM m t  by 18mths.. 
d i n g  delay wan only a bed w m t i c  feature for  I.Q. a f te r  
2 yrn. even nom very lak, wdkerm did -11. Speech 
delay war a better indioator of poor intelleotual pro@mmim. Of 
100 mohool-w children, 27% ~ q u i r e d  eduaation in specid 
achoolr md a further 1% remedial t e ~ . B e h a v l o u r  dimordea 
(arnenned by teachers' rothgn)  w r e  pmwnt in 4946 compprcld 
~ i t h  la md mx -tom ~ o n t r o i ~ .  WM were found in 
mpqy children with pombMtal OMet of the h y p o t ~ i d i c 0 l .  

The ntudy confime that mu-born r c ~ e n i r y l  in  likely to  l e d  
to  o mabntantial imprm~mt in the I.Q. pro@lonis ohildren 
m y  continue to  have minor b e h a v l d  or  motor problerrm. 


