
CYILEhJi SCREENING PEW-RLY FOR CONGWI'i.41. HY?OTHI%OIDIW. 
PS!'CiiO!4ETR;C P-h3 FTmOLK-ICAL EVALUATION OF CZTECTED C.4SES. 
.Q.ell_o,&.2 Ak~iovsky, N., Vivanco, X., Perez, P . ,  Hanrlwex, K., 
Cdoy,  X .  S m  32an de Dios Yospiral, IKTA, University of C:?ile, 
S w a a g o ,  Chlle.  
This national p r o g a r  has detected 35 pa t i en t s  m the  Met rop l i t z?  
Region and 63 Reaion. from March. 1992 u ~ t i l  Hay. 1994. Tne oSsen7d. 
- 7 ~ - ~  . . 

incidence i s  11i316.' 
Objective: Psychometric and neurological evaluation of t he  s&>ects  
detecte3. Method: Psycho!ietric evaluation by psi-chologist, appiymgi 
Qyley scales  and neurological evaluation by p d i a t r i c  neWologisr,  
a t  2-6-10-12-i8-24 montk of age. Results:  Out cf 33 chileren: 24 
had i n i t i a l  low T4, 6 had compensated hypothyroidism ( K T )  3 had 
delayed h>-psthl~oidism (HCT). Out of 24 y t i e n r s ,  23 began t h e l r  
treatmect a t  an average age of 16 days. I n i t r a l  T4 was 5.85 pg!d5 
( rarge:  1.0-9.9).  Psychoytry  was normal a t  a l l  ages. One case was 
created a t  73 days, with 14 0 .1  p g / a  and had a l t e r ed  psychomerry, 
which tended t o  improve l a t e r  on. Comparrng s i x  pat ienrs  with 
delayed Sone age (BA) and average T4 2.65 pg/ciL (range: 0.1-4.8) 
with 18 pa t i en t s  with normal bme age and average T4 5.85 pg/& 
(rmge: 1.0-9.9) psychometry was normal i n  bcth groups, but tended 
t o  have higher scores i n  t h e  cases with normal BA. A l l  HC tnd HCT 
psychometric t e s t s  were normal, except i n  one who had a marginal 
score a t  3 months of age. Neurological examination was &normal i n  
3 out of 24: one whose treatment was delayed., one preterm chi ld  with 
a p y r a ~ i d a l  syndrome a t  3 months of - age, af~d 1 wlth s l i g h t  
psychomotor delzy a t  3 months of age. 
Conclusions: 1.- After 18 months of observation the  psychometric 
t e s t s  were normal when t r e a t m n t  was s t z r t ed  before the  aae of 30 
days. 2.- Delayed (3A) and low T4 l eve l  ( <  4.28 PSI&) mzy predrct 
retarded psychomotor deveiopment. 3.- I t  IS neces sxy  t o  have longer 
follow up i n  order t o  prRi ic t  psychomotor develogment. 

IbFRIhTING EFFECT OF FETAL EL\3/OR XRIXF.TFL ÂDwKAL STIZOIDS O:i 
SERW LH IN 21-iXDROXYTASE LEiICID-CY (CJii). 
Belooroskva,  Chain, S.,Rivaro;a, M . A . ,  LaSorarory of 
Investigation. Garrahar. Chilclren's Aoep~ ta l ,  aiienos .%ires, k-centma. 
Seru! LH l eve l s  a r e  lower and s e r a ,  ESE l eve l s  a r e  hroher i n  o l r l s  
tin&? rn  b v s  durina the  f i r s t  t r i xes re r  of mstnat.1 l i fe . -  7ne 
mec:..znism fb r  these  sex  di i ferences  is not k-n&. In crder t o  study 
:he influence of hrgh l eve l s  of adre?.al s teroids ,  nainly a?droger.s 
and proqestins,  on serun gonadotroprns &ring chis  period of l i f e ,  
3 g i r l s  with CIS, mean t SD age 20.9t15.8 d iys ,  were s t u d i d  ;before 

a f t e r  56f4l dqys of c r a l  :?ydrocnrtlscne replacewnt  therapy. A 
control  grou? of 16 g i r l s  (Cl)  ?-nd 15 b y s  (C2), ma7  ages 41.7t33.5 
and 59.3'43.3 davs. r e s ; i ec t ive l~ .  were a l so  studled. Se rm LB a?: . .  - . . 
FSd levels  were determined by enz)me i r r~moass iy  i n  rhe presence of 
two mor!oclonal antikcdies.  Mm serdm Xi i n  w t r e a t e d  CAI3 patients 
(1.2811.91 IU/L) was higher than i n  Cl ! 0.4710.33) a d  lower than i n  
C2 (2.52t1.74 ! . but d i f ferences  were nct  s t i t i s t i c a l l y  sim??f icant  . 
Me?-n serum FSY i n  &?treated CK! pa t i en t s  (2.19t3r25 ~ ' J / L , , )  ,xas  
s ~ q n i f i c a n t l y  lower ( p  < 0.05) than i n  C l  (6 .57r5.23) ,  but sLmlar  
t o  C2 (2.43t1.67).  w i n g  theripy, seruv LII i n  C.W pat ienrs  
(3.49t4.82) was s1gnifica;irly nigher than i n  C 1  , ( p  < 0 . E )  a?d 
slmilar t o  C2; while serum FSd i n  C.W patrents  (3 .72t1 .78)  xas not 
d l f f e ren t  than i n  C1 o r  C2. These data  suggest thar  high l eve l s  of 
adrenal s t e ro ids ,  probably androgens, mlght mxlulate aonadctrogrn 
s e c r e t ~ o n  a t  t he  hwthalm;c  o r  ~ i t m t a r v  level .  These s t e ro lds  
mrght exer t  a syne r i i s t i c  i rh ih i to fy  effect -wl th  c v a r i m  ,?--bibin on 
FSil secretion i n  these g i r l s .  The f a c t  rhat  a i t e r  adrenai s teroid  
suppression, t h e  pat tern  of serum LH ;evels in  these rnfant g i r l s  
with CkY remained s imilar  t o  t ha t  cf control  joys, mggests  t ha t  
hiah l eve l s  of an8rooens a t  a c r i t i c a l  wried &xino f e t a l  and/or 
p r m a t a l  l l f e .  had an Lmprlntng effecc  on the  conrrc l  cf LX 
secret lon t h a t  prslsts a i t e r  an8rogen wlrhdraiial. 

TRC?: W3MJTrXODITISM (TII): CLINICLL, CYTOGDJETICAL AN2 EISTOLNICAL 
STil3IES J-!3 V!JiAGFXZNT OF 10 BR4Z,ILIAT CASES. 
Guerra J r G  Haciel-Guerra,A.T., Harques-de-Faria,A.P., 
Baptista,M.T.EI., Silva,I1.3.P., Ceschini,M., Czdka l l i , I .A .  
In terdisc ipl inary  Group for  t he  Study of Sexual kvelopment - GIEDDS 
- FCM-L?<IC.MP - Cm~ir.as - Sao Paulo -Erasrl .  
The f r eq~ency  of Ti as  =use of ambigous gen l t a l l a  (AG), a s  well a s  
t he  cytogenetlc fearures and gonadal h i s t o l o z ,  depend on the  
popularion studied. Aw7g 126 cases of AG see> a t  t he  GIEDDS during 
the  pas t  5 years,  10 erhibi ted  TH ( 7 . 0 % ) .  The m a n  age w a s  78 months 
(range 2 t o  739 months). Nine pa t i en t s  were a s s i g n 4  a s  males, 
probably @ ~ e  t o  a high degree of v i r i l i z a t i o n  of t he  external 
gen i t a l i a  (phal lus  with mean length of 3 cm, 6 cases with complete 
labioscrota l  fo ld  fusion, and 8 with a t  l e a s t  one palpable gonad). 
There was no c o n s a n ~ i n i t y ,  and Lr 2 instances the re  were famil ia l  
cases of AG. The karyotype was 46,XY i n  4 cases, 46,XX i n  ?, 
46,XX/46,XY i n  2 ,  45,X,+ m a r .  i n  1 ,  and 45,X/47,XYY i n  1. Concerning 
the  i n t e r m l  gen i t a l i a ,  i n  9 cases there  were Fallopian tubes, 
uterus i n  8, and vas deferens i n  4. The his tological  study of t he  20 
gonads (gonadectomy i n  15) demonstrated 8 t e s t e s  (T), 6 ovaries,  4 
ovotestes (OT) . Gonads were not found in 2 (GW! , but there  was 
evicience of previous t e s t i c u l a r  function ( m d l e r i a n  regression and 
wolffian development). One 7 year o ld  case (46,XY) exhibited 
b i l a t e r a l  gonadoblastomas. In  60 % of cases t he re  was b i l a t e r a l  TH 
ard the  remainder were m i l a t e r a l ,  2 with OT + T and 2 with OT + 
G W .  The soc i a l  sex was chaged (rrale t o  female) in  4 pat ients .  
These r e su l t s  a r e  qu i t e  d l f f e ren t  compared t o  other regions of rhe 
world, such a s  South Africa, Japan and Europe. 

CAB2RW;03IhT (CAB) TREAT.mT ?OR WP&iPROLACTIh~IC WfORBEAS IN 
AXLESiEXCB. F;deleff,A.L.. 'rlarnste-n i 
Fagzno . s . M . , xoila??d ,.M . Div1s~0~c?rn~$3"~'?+~r~~%~lt'!i ; 
h e n o s  Aires , .Araentlna. 
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