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Gonadal dysgenesis and Y-chromosome abnormal i t ies.  

F i f teen  subjects  w i t h  chrolnosome mosaics were invest igated:  i n  

t e n  o f  them a chromosome p a t t e r n  45,X/46,X,i dic(Yp1 was found. 
i n  f o u r  45,X/46,X,i d ic(Yq) ,  i n  one 45,X/46,X,Yq+.; the r a t i o  of 
the  two c e l l  types va r ied  between p a t i e n t s  and between d i f fe ren t  

t issues.  The phenotype of p a t i e n t s  ranged from female w i t h  some 
Turner's syndrome stigmata, t o  i n fan ts  w i t h  ambiguous ex te rna l  

g e n i t a l i a ,  t o  azospermic male. Most p a t i e n t s  presented shor t  o r  
very shor t  s tature.  Laparatomy and hys to log ic  s tud ies  revealed 
hypoplasic o r  dyssenetic o r  even normal tes tes  and st reak gonads 
va r ious ly  combined; f c u r  p a t i e n t s  were tes ted  f o r  H-Y an t igen  anc 

found t o  be posit ive-reduced. No c o r r e l a t i o n  was demonstrated be= 
tween c l i n i c a l  data and chromosomal pat tern.  Phenotypic feature 

of mosaics w i t h  s t r u c t u r a l l y  abnormal Y-chromosomes are no t  dif; 

f e ren t  from fea tu re  found i n  A5.Xl46.XY pa t ien ts :  probably nc 

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 ropor t i on  

o f  45.X c e l l s  i n  var ious t i s s u e s  poss ib l y  has the greatest  i n f l u =  

ence on the  phenotype o f  these subjects. 
Th is  i n v e s t i g a t i o n  was performed i n  c o l l a b o r a t i o n  w i t h  the I n s t i =  

t u t e  of General B io logy  and Genetics. U n i v e r s i t y  of Pavia. 
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PHI-N AND lSIl I l g l m  TO rn I N  146 HY#PINITARY m. 

Prolactin (PIIL) and TSE w n  luaured fmm 0 to 90-120 minutes 
af ter  0.2 I V  i n  146 hypopituitary dwarfs : 76 with cranial 
radiotherapy War hypothalamic leeiona ( g r o w  A) and 70 without 
grommly d.tsctabls lesion (group 8) including 14 af ter  brwch pr~- 
m t a t i o n  and 19 iwlatad (a h f i c i m y .  A b n o r v l  PRL remponmes, 
ei-r &layad or  outmi& the m r v l  range, were found i n  71 pn- 
tientm, 45 from group A (59 a) and 26 from gmup B (37 a). Ilbnor- 
rl T8a rmmgonmm, &layad or outmi& the m n v l  range, or i n  the 
m d  rmnga with l a r  plasm T4, wen found i n  90 patients : 50 
from group A (66 a) of which 26 had la T4 and 40 fmm group B 
(57 a) of which 19 had lw T4. Ona of the responmem a t  least  warn 
abmrml i n  113 (77 a): 63 from group A (83 a) and 50 from group 
B (71 a), only 49 patients b i n q  abnormal a s p n o a s  of both 
-8. In group 8, 19 patients with otherriae isolated 5 &- 
ficiancy and m r u l  T4 had an abmrmal resporum of OM or  two 
~ O L I D M ~ .  It my b0 cmU2lUd.d tht l/COnmid.ring both T8H ud 
PRL nsporuea, rn -st i m  . b m d  i n  m a t  hypopitui-ry (Iwcrrfa 
including oth.nime iwla-d W &fic imt  mubjmcts. 2/ ail. th. 
p.rcant.cp of m-1 TEE remporum m- identical i n  the diffe- 
rant etiological t y p m m  an abnorul PRL reaporus i m  m n  fraqumt 
i n  lemioml hypopituitarimm. 
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Pituitary Gigantism : Apparent Rrsponse t o  Bromocript ine. 

P.M., a  male aged 7.7 y r a r s  prrsented w i t h  r a p i d  growth s ince 
the age o f  5  years. H i s  height  was 151.1 em, and weight 36.7 kg. 

There was no secondary sexual development. I n v e s t i g a t i o n  showed 

enlargement of the p i t u i t a r y  fossa, a  s l i g h t l y  advanced bonr agq 

r l e v a t e d  l e v e l s  of plasma On (30-70 mUI1) w i t h  no suppression 

a f t e r  glucose. Plasma p r o l a c t i n  was a l s o  e levated (2000 mUlU but  
p i t u i t a r y  funct ion otherwise normal. Treatment w i t h  Bromocr jp t i -  
n r  (up t o  20 mglday) r e s u l t e d  i n  r a p i d  suppression of p r o l a c t i n  
bu t  l ess  r a p i d  suppression on OH t o  nrar-normal. Treatment was 
associated w i t h  a f a l l  i n  growth r a t e  from 9.0 cmlyear t o  5.6 

cmlyear. 
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E f f e c t  of LH-RH t rea tment  f o r  c r y p t o r c h i d i m  on 
gonadotropine s e c r e t i o n .  

Sixty-two c ryp torch id  boys aged two to 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 
opera ted  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  c r y p t o r c h i d i m ,  it can be conclu- 
ded that on ly  t r u e  c ryp torch id  p a t i e n t 6  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  (558) of th i r ty -one  boys. Median plasma 30' 
response v a l u e s  to 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  euccess 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 s i g n i f i c a n t l y  lowar LH response 
v a l u e s  a t  t h e  end of  t h e  4 weeks LH-RH treatment .  
FSH response was n o t  s t a t i s t i c a l l y  d i f f e r e n t  before  
and a f t e r  t reatment .  
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Kallman's syndrom w i t h  h igh  se t  osmotic threshold (01) and 

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

A p a t i e n t  w i t h  Kallman's syndrom i s  presented, who had d e f i =  

c i e n t  t h i r s t  mechanism and h igh  set  OT f o r  vasopressin secret ion.  

Random determinat ions o f  plasma o s m o l r l i t y  (Posm) revealed h i g h  

values o f  296-307 dsmlkg .  The OT de f ined  by the  isovolemic in fu= 
s i o n  of hyper tonic  sa l ine,  was 296dsmlkg. Th is  was s i g n i f i c a n t l y  

h igher  than the OT of 7  normal con t ro l s ,  286.6t0.9 (MtSD). He had 
i n t a c t  volume receptors. as shmn by an appropr ia te f a l l  of free 

water clearance dur ing  dehydration, from -0.3 t o  -1.25lmin. H i s  
pressor receptors were shown t o  be i n t a c t  by a normal response t o  

the hypotensive agent trimethaphane w i t h  a f a l l  of free water 
clearance from 10  t o  1 ml/min. and a r i s e  of plasma AOH F r c m L l  
t o  26uUlml. Ind i f fe rence  t o  t h i r s t  was expressed a t  plasma osm= 

l a l i t y  as h igh  as 301mOsm/kg. I t  i s  suggested t h a t  d e f i c i e n t  

t h i r s t  and h igh  set  OT a re  a d d i t i o n a l  mani festat ions of the  hypo= 
thalamic involvement of Kallman's syndrom. 

J . A . ~  (mk. LV D.B.OM~) 
rnpt.0f a d w r i n o ~ ,  Hoopitd fo r  aiok Childrm, 

Tkm Childhood -rim for  congadtal mtbyroidi- .  
!l9m nnrmlodorl. int.l lmturl wid khlriouml umbloma of - -- - -- - - - - - ~- - - 

126 )grpomiZ-ohiidrm w r a  m d  in a ommc;.otionrl 
mtudJ de-d to provide ratm.p.otim om- data fo r  r 
ruvborn .om- pm-.'lb. nw I.Q.(uIac-rl) &oliMd 
lEO#l'88.in4 with ~ a u o  &lay a th fimt m, but 
hprovud am.  9 obildrrn with n r a  pro-mtal 4po- 
tbyr~iar.m treated k f o m  3 mfh.. had r nw I.Q. of 93. 35% 
of th. ohildrw bd 1.Q.s m r  90 but 2 1  were Eeh 70. 

L Z t h o @ 1 6 ~ o f  th.obildrmvmmtwllciryl~Uhfh.., 
wllciryl delay wrm o d y  a bd pmgrostio foafurr for  I.Q. a f te r  
2 ~ r m .  th@~ wen 8om vow hb tmlbrm did wll. Spwoh 
&lay w 8 m  a kt- indimtor of poor i n k l h o t u r l  -mi.. O f  
100 mohool-.a ohildrm, s q u i m d  eduartion in . p . o k l  
.ohoolm a d  r further 1% mdirl tadda&B8hrriour diwrd~rm 
(uwmmd by teaobrml rrtirrg.) wra ~ . . l r t  in 45% oolprsrd 
with 1% of age mud n x  -tohad oontmlm. Tkmw w r a  found in 
q ohildrm with pomt-lmtal o r w t  of a lvpot4rOidim. 

T h  a* ooniIm8 fht mw-born .ompirr(l is likely to l a d  
to  a m b l t d i a l  iPlpmnat in th 1.4. pm(aod8 obildrm 
q oontirnu to hm b r  b e b a r i d  or -tor pmbl.nr. 


