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rango. 8 k u l l  Rtg war normal. 
A e e l e o t i w  t u i t r r y  reristclolce to thyroid hor- 

-nee o r  micro $ enom of thyrotropha i r  ruppo6ed. 
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Klinefeltor  syndrome, tumor and sexual precocity. 
Kl inefe l te r  ryndrome was d iscwered i n  3 boys with 

precocious puborty and small t e s t e s  (20x10 mm) i n  whom 
adronal function was normal, thus excluding tho diag- 
nosis  of adrenal  hyperplasia o r  soeroting tunor. I n  2 
of these pa t ionts ,  aged 7 and 12 years, ~ o y d i g - c e l l  
sacrotion (plasma teatostorono 9 and 5.2 ng/ml) was 
secondary t o  an IICG-soeroting m d i a a t i n a l  toratoma, 
with high plasma levels  of ITG (75 and 355 mIU/ml) .  
After surgery, plasma HCG was undetectablo. but plasrm 
tostomtorone (2.9 and 0.9 ng/ml) remained elevated and 
plasma gonadotropins rose (LH 5 and 4.7, FSH 2.2 and 
10 M U / m l ) .  I n  tho 3rd pationt ,  aged 1 yoar, plasma 
testosterone (2.5 ng/ml), basal  (LH 4.9, FSH 7.1 mu/  
m l )  and post-LHRH (LE 20, FSH 14.5 mIU/ml)  gonadotro- 
p ins  lev018 woro incroasod. HCO was undotoetable i n  
plasma, c ran ia l  computorizod tomography d w n s t r a t i n g  
an hamartoma of the 3rd ventricle.  Karyotype was XXYin 
these 3 pa t ients .  Theso carom suggomt 1/ tha t  chroma- 
t i n e  and/or karyotype mrut be studied i n  cases of male 
soxual precocity with small t e s t e s  and normal adrenalw 
2/ t ha t  thoro may br a r e l a t i o m h i p  kmtwoon tho mupor- 
numarary X chromosanw and the  occurrence of tumors, 
pa r t i cu la r ly  polymbryomam. 
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Development o f  DHT-receptor (WIT-Rl est imat ion through (3H)-WIT 

exchange. 
The convenient dihydrotestosterone-(WIT)-R est imat ion w i th  (3H)- 

methyltrienolone (R188 l ) in  human t issue i s  unspecific as i t  i s  

a lso bound by the proCestin receptors. We have, therefore ,  d e w =  
loped a  h igh ly  spec i f i c  (3Hl-DHT exchange assay f o r  cytoplasmic 
and nuclear DHT-R. I n  p a r a l l e l  t o  the suppression o f  DHT metabo- 

l i sm during incubation by NADase, suppression of low capaci ty  
binding was ca r r i ed  out i n  the presence of an overdose (100-fold) 
of R1881. I n  t h i s  way, the res idua l  metabolism of (3Hl-DHT remai= 

ned equal i n  both assays. Free (3Hl-WIT and sex hormone binding 
g lobu l in  (SHEQI were separated by agar g e l  electrophoresis (R. 

Wagner, 19721. Under these conditions, the binding charac te r is t i cs  
of W T  and R1881 were not d i f f e ren t  i n  r e l a t i o n  t o  KS value 
( 5 . 0 8 ~ 1 0 - ~  m o l / l ) .  association and dissociat ion ve loc i t i es ,  and 
number of estimated binding s i t e s  ( f r e e  0.5 fmol /mgW; t o t a l  l . C  
fmol/mg DNA). The data  ind ica te  t h a t  the higher a f f i n i t y  of 
R l88 l  t o  the DHT-R may not be r e a l  as DHT concentration dimini= 
shes i n  the usual assay systems. 
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Myelofibrosis and T thyreotoxicosis i n  a g i r l  with 
McCune-Albright Syniiome. 

The pathogenesis of McCune-Albright Syndrome involv- 
ing bone, skin,  and endocrine organs remains unknown. 
The syndrome might be associated with dysfunctions of 
the  hematopoietic system. A g i r l  w i t h  severe polyosto- 
t i c  f ibrous dysplasia and vaginal bleeding8 from 3 
months of age is  presented. The concentration of serum 
T j  was increased from the  age of 13 months but  se-Tq 
was normal. A T3-thyreotoxicosis was diagnosed a t  the 
age of 35 years (no TSH response to TRH). Aged 35 
years she developed severe anemia, thrombocytopenia 
and splenomegalia. Bone marrow biopsy showed myelofi- 
brosis .  Following splenectomi the  hemoglobin concentra- 
t ion  increased and the p l a t e l e t  count was normalized. 
The pa t i en t  was t rea ted  with nmdroxyprogesterone-ace- 
t a t  (MPA) during the f i r s t  3 years of l i f e  and w i t h  
propylthiouracil (PTU) from the age of 35 years. The 
myelofibrosis developed before unset of PTU, excluding 
any causal relat ionship.  Nor the  myelofibrosis s eem 
t o  be associated with MPA since no such s ide  e f f e c t  of  
MPA is  known, and the only pa t ient  previously reported 
w i t h  McCune-Albright syndrome and myelofibrosie was 
not  t rea ted  this way. 
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Effaots  of human growth hormone treatment f o r  1-8 
years  i n  i t u i t a r y  dwarfim. 

The efPecta of long tenn/l-8 years/treatment wi th  
HGH(Sotropin H 3~5E/week,Rumanian HGH jx4mg/week and 
Grorm 3xhg/week)in 17 chi ldren  wi th  growth hormone 
defioiency were followed up.In 10  p a t i e n t s  t he re  waa 
b i r t h  inj ,in pa r t i cu la r  a s s i s t ed  breech del ivery ,  
in o t h e ~ c r m i l y  caaes.Two pat ients (brother  and a i s -  
t e r a d  i so l a t ed  GHdeficiency and o ther  15 had m u l -  
t i p l e  GH-deficienoy.The l a t t e r  group were t r ea t ed  
wi th  addi t ional  thyroid  hormones.In t h e  first year 
of treatment it was "catch-up growth" till 10cm/year 
and a f t e r  t h a t  growth r a t e  lowered t o  4-5cm/year.Tc- 
t a l  height  ga in  was from 42cm/8years till 14cm/2 
years.In t h e  f i r s t  year height  age increased more 
than bone a e i n  reverse  t o  t h e  second year.Grouth 
index(So kayraised wi th  treatment over 1 . In ter rupt i -  
on of HGi-treatment r e su l t ed  in deoreere of growth 
r a t e  and changi of t h e  medicine improved i t .Af ter  
t h e  age of 17 H% -treatment in tao+oontha courses had 
a very good effeat.Thyroid mediaation in appropriate 
sube t i t u t ion  dose is  advisable.Beet e f f e o t s  were ob- 
t a ined  in amall chi ldren  w i t h  re tarded bone age and 
i n  continual  treatment. 
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X-linked inheri tance of congenital co r t i so l  and aldo- 
sterone insufficiency (adrenal hypoplasia). 

Congenital adrenal hypoplasia is  a r a r e  cause of ad- 
renocort ical  insufficiency i n  infancy. TM dif ferent  
modes of inheri tance,  sex-linked and autosanal, have 
been suggested. Three male infants  with severe c l i n i c a i  
signs developed within the f i r s t  week of l i f e  a r e  de- 
scribed. Biochemical data indicated both glucocorticoid 
and mineralocorticoid insufficiency.  Cl in ica l  remission 
followed subs t i tu t ion  therapy. The infants  descend f ran  
the same Greenlandic family. Informations concerning 82 
family members i n  f i v e  generations were obtained. Four- 
teen male infants  had a c l i n i c a l  p ic ture  suggesting ad- 
renocort ical  insufficiency,  and died i n  ea r ly  infancy. 
No female was affected.  The pedigree of the famil de- 
monstrated no father-to-son transmission. The pedgree  
indicated an X-linked transmission of the adrenal hypo- 
p l a s i a  gene locus; the locus seems t o  or ig inate  f r an  
the great-great-grand mother. 


