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925 A NEW SYNDROME OF LETHAL MESOMELIC SELETAL I DYSPLASIA WITH OCULAR AND CARDIAC ABNORMALITIES 
Eva Sujansky, Robin Slover ,  Richard L. Wesenberg, 

and Carol Rumack, (spon. by Arthur Robi- 
Biophysics and Genetics and Department of  Radiology, Univers i ty  
of Colorado Medical Center and Denver General Hosp i t a l ,  Denver. 

We have seen two unre la t ed  i n f a n t s  with a l e t h a l  form of 
mesomelic dwarfism, which t o  our  knowledge has not  been prev- 
ious ly  r epor t ed .  Both cases  had a f l a t  f ace  with low s e t  e a r s  
and micrognathia, smal l  r i b  cage, shor t  bowed limbs with a max- 
imal  shor tening of  t h e  middle segments, u l n a r  dev ia t ion  of  f in -  
ge r s  of  a normal length.  One i n f a n t  had a c l e f t  p a l a t e .  
Microcornea and r e t i n a l  dysp las i a  were found i n  t h e  i n f a n t  who 
survived longer .  Both i n f a n t s  had congen i t a l  hea r t  d i sease  and 
neona ta l  r e s p i r a t o r y  d i s t r e s s  and d ied  a t  1 and 30 days r e sp -  
e c t i v e l y .  The radiograms of both i n f a n t s  showed among o t h e r  
abnormal i t ies  a sepa ra t ion  of  t h e  d o r s a l  and v e n t r a l  o s s i f i c a -  
t i o n  c e n t e r s  of  t h e  v e r t e b r a l  bodies by v e r t i c a l  r ad io lucen t  
b a r s ,  severe  shor tening and bowing of t h e  long bones with  meta- 
physeal f l a r i n g ,  normal s i z e  of metacarpal  and phalangeal  bones. 
D i f f e r e n t i a l  d i agnos i s  from o the r  forms of l e t h a l  mesomelic 
dysp las i a s  t abu la t ed  on t h e  b a s i s  of t h e  c l i n i c a l  and r ad io log ic  
f ind ings  w i l l  be presented.  

THE IMPORTANCE OF ULTRASOUND I N  THE PRENATAL DETEC- 
ION OF CONGENITAL MALFORMATIONS. Nestor E. Vain, 
ane t  E. Bol in ,  Ernest  N .  Car lsen,  Eloy E .  Schulz 

(Spon. by J. J. Quil l igan)  Loma Linda Univ. Medical Center ,  Dept 
of  P e d i a t r i c s  and Radiology, Loma Linda, Ca l i fo rn ia .  

Congenital malformations a r e  responsible  f o r  15% of t h e  neona 
t a l  deaths  (Warkany & Frase r  i n  Nelson's Textbook of Peds. ,  1975 
The p rena ta l  de tec t ion  of some congeni ta l  anomalies may g ive  t h e  
opportuni ty  f o r  an e l e c t i v e  de l ive ry  with a forewarned medical 
and s u r g i c a l  approach t o  t reatment .  With t h e  use of improved e- 
quipment f o r  r e a l  time and gray s c a l e  ul t rasound,  it is poss ib le  
t o  accura te ly  eva lua te  d e t a i l s  i n  t h e  s t r u c t u r e  o f  f e t a l  organs,  
e.g.,  t h e  h e a r t  chambers, wa l l s  & valves;  t h e  kidney 's  c o l l e c t -  
i ng  systems, u r e t e r s  & b ladder ,  e t c .  We repor t  he re  a case  of 
complex congeni ta l  h e a r t  d i sease  with  a s soc ia t ed  diaphragmatic 
he rn ia  i n  which ul t rasound was d iagnos t i c  dur ing the  3rd t r imes-  
t e r  of  pregnancy. The e a r l i e s t  poss ib le  t reatment  of  i n f a n t s  
wi th  t h e s e  d i so rde r s  may be l i f e sav ing .  We diagnosed two cases  
of  u r ina ry  t r a c t  obs t ruc t ion  and a case  of urachal  c y s t .  The 
e a r l y  t reatment  of  obs t ruc t ive  uropathy may save t h e  i n f a n t s  
from i n f e c t i o n  & r ena l  f a i l u r e .  Hydrocephalus has  been de tec ted  
be fo re  v i a b i l i t y  (Freeman, et. a l . ,  Obstet  & Gynecol, 1977) l ead  
i n g  t o  a the rapeu t i c  abort ion.  The de tec t ion  of t h i s  condi t ion 
i n  t h e  3rd t r i m e s t e r  & subsequent decompression of t h e  f e t a l  
head may prevent an  unnecessary Cesarean sec t ion .  Since u l t r a -  
sound i s  a noninvasive and an apparent ly  s a f e  technique,  it 
should be  considered a s  one of t h e  primary t o o l s  f o r  screening 
p a t i e n t s  a t  high r i s k  of  congeni ta l  malformations. 

ENDOCRINE STUDIES IN X-LINKED FAMILIAL PRECOCIOUS PU- 
BERTY. S i l v i a  B .  Vasquez, Chad I .  Friedman, Moon K i m  
and Juan F .  Sotos .  Depts. o f  Peds & Ob-Gyn, The Ohio 

S t a t e  Univers i ty ,  Co l l .  of Med. and Chi ldren 's  Hospi ta l ,  Cols .0 .  
The pathogenesis of t h i s  type of  precocious puberty is .not e t  

ders tood.  Low ur ina ry  gonadotropins (Gn) have been reported xu t  
determinat ions  a r e  a v a i l a b l e .  

Serum FSH, LH, t e s t o s t e r o n e  (T)and timed u r ina ry  Gn, during a- 
and s leep(S)  pe r iods ,  and 2 LH-RH chal lenges  within  9 

i n t e r v a l  were Derformed i n  2 cousins  with ~ r e c o c i o u s  DU- 
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e r t y ;  an 11 9/12 y r  bld  male with puber ta l  s t a g e i ~ ~ ) ~  and a'bone 
ge(BA)of 17 y r  and a 7 6/12 y r  old  male with PS IV and a BA o f  
5 6/12. Both had low o r  undetectable  values  of  serum and u r ina ry  
SH a t  any time and low base l ine  values  of  serum LH. Their  r e -  

onse t o  the  f i r s t  LH-RH chal lenge was immature(ear1y puber t a l  
d prepuber ta1)for  t h e i r  PS. The second LH-RH chal lenge showed 

appropr i a t e  r e s  onse i n  t h e  o lde r  p a t i e n t  with s t i l l  an imma- 
r e  response f o r  ES i n  the  o t h e r .  A t  t h i s  time A and S l e v e l s  of 

erum FSH i n  t h e  o lde r  were low whereas, LH and T were appropri -  
t e  f o r  PS. In  the  younger, l e v e l s  o f  FSH and LH remained low 
i t h  T l e v e l s  i n  t h e  range of  adu l t  men. The l a t t e r  had 1.6 m i l -  
ion spermatozoa i n  t h e  seminal f l u i d .  Urinary 17-KS, 17-OH, DHEA 
nd serum es t rone ,  DHEA-S and androstenedione were appropr i a t e  
o r  t h e  CA i n  both p a t i e n t s .  The s tudy suggests  t h a t  f ami l i a l  
recocious puber ty  is  t h e  consequence of  a uremature inc rease  of 
e s t i c u l a r  s e n s i t i v i t y  t o  FSH and LH. Hypothalamic maturat ion and 
drenarche a r e  more i n  concordance with CA than with PS. S imi la r  
indings  were r ecen t ly  reported i n  male p a t i e n t s  with id iopa th ic  
recocious puber ty .  

Supported i n  p a r t  by John W .  Champion Center.  
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Five male members i n  fou r  generat ions  of  the  same family pre-  
sented with hypogonadism, micropenis, mental r e t a r d a t i o n  and 
shor t  s t a t u r e .  The a d u l t s  had gynecomastia, obes i ty  and normal 
s i z e  hands and f e e t .  Four had small head, with narrow forehead 
i n  two. His tory of  neonatal  hypotonia with d i f f i c u l t y  i n  feeding 
was obtained i n  two. A v a r i e t y  of  s t r u c t u r a l  abnormal i t ies  of  
t h e  hand and o the r  s k e l e t a l  d e f e c t s  were observed i n  some. Chro- 
mosomal s t u d i e s  including banding were normal. Serum LH and FSH 
were normal i n  th ree  a d u l t s  (12.3 and 4.5 mIll/ml; 9.0 and 7.0 
mIU/ml and 22.5 and 18.1 mIU/ml). Serum t e s t o s t e r o n e  l e v e l s  were 
low (90 ng/dl ;  54 ng/dl and 75 ng/dl) and responded t o  hCG with 
a t  l e a s t  doubling of  t h e  i n i t i a l  value.  T e s t i c u l a r  b iops ie s  i n  
two a d u l t s  showed patchy involvement with tubu la r  shr inkage,  
fo ld ing  o f  the  basement membrane, th ickening of t h e  tun ica  pro- 
p r i a  and los s  of  germinal epi thel ium i n  some a reas .  Other tub-  
u l e s  were l e s s  a f f e c t e d  and showed spermatogenesis.  Leydig c e l l s  
were p resen t .  The f ind ings  suggest p a r t i a l  hypogonadotropic hy- 
pogonadism. Their  phenotype and t h e  abnormal i t ies  i n  t h e i r  sex-  
ua l  development a r e  most l i k e l y  t h e  r e s u l t  of a developmental 
anomaly of  t h e  CNS. The mode of inhe r i t ance ,  gynecomastia and ab 
sence of  small hands and f e e t  suggest  t h a t  t h i s  d i so rde r  repre-  
s e n t s  a new syndrome resembling bu t  d i s t i n c t  from t h a t  descr ibed 
by Prader and W i l l i .  

Supported i n  p a r t  by John W .  Champion Center .  
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NEONATOLOGY 
'?HE ROLE OF EXCHANGE TRANSFUSION (ET) WITH SETTLED 929 1 CELLS olr mTmIwG MoRTmIm I N  v m y  Low BIRm rnIGH1 

(VLBW) INFANTS < 1100 GMS WITH SEVERE RESPIRATORY 
DISTRESS SYNDROME (RDS) AT BIRTH. Endla K. Anday, Linda M. 
Sacks, S a v i t r i  P. Kumar and Maria Delivoria-Papadopoulos. Univ. 
of Pennsylvania Sch. of Med., Dept. of Ped., Phi ladelphia ,  Pa. 

I n  i n f a n t s  of VLBW wi th  seve re  RDS, i n  s p i t e  of suppor t ive  
ca re  inc lud ing  v e n t i l a t i o n  and ET, m o r t a l i t y  remains high. The 
purpose of t h i s  s tudy i s  t o  r epor t  t h e  the rapeu t i c  b e n e f i t s  
achieved by employing ET wi th  f r e s h  blood ant icoagulated wi th  
c i t r a t e  phosphate dextrose  and allowed t o  " s e t t l e "  t o  an Hct. of 
55-60%. Thirty-nine i n f a n t s  750-1100 gms. wi th  severe  RDS re-  
qu i r ing  an FiOf > 60% f o r  Pa025  60 mHg wi th in  the  f i r s t  few 
hours  of l i f e  were divided i n t o  2 groups matched f o r  weight and 
g e s t a t i o n a l  age. A l l  i n f a n t s  received support ive  ca re  including 
v e n t i l a t i o n .  Group I consis ted of 20 i n f a n t s  991 + 104 g. who 
were exchanged wi th in  the  f i r s t  8 h r s .  of l i f e  wi th  s e t t l e d  c e l l  

! n add i t ion  t o  receiving support ive  ca re .  Group I1 consis ted ot 
9 i n f a n t s  929 + 118 g. who served as con t ro l s .  Mean hematocrit 

p r i o r  t o  exchange t r ans fus ion  was 45 t 1.86% and increased t o  
51 + 1.9% post ET (p <0 .03) .  I n  non-exchanged i n f a n t s  t h e  hem 
t o c r i t  was maintained a t  45 + 2.9% with  boost t r ans fus ions .  
Twelve out of 20 i n f a n t s  exchanged survived (60%) while t h e r e  
was only 1 ( 5 % )  survivor  i n  t h e  non-exchanged group. These r e -  
s u l t s  i n d i c a t e  t h a t  e a r l y  exchange t r ans fus ion  wi th  s e t t l e d  c e l  
presumably by improved t i s s u e  oxygenation, i nc reases  t h e  su rv iv  
r a t e  of VLBW i n f a n t s  wi th  severe  RDS and is a use fu l  adjunct  t o  
support ive  therapy. 

DECREASING MORTALITY AND MORBIDITY IN 
INFANTS OF DIABETIC MOTHERS. B i l l y  F .  
A n d r e w s ,  Ray S .  D a v i s ,  U n i v e r s i t y  o f  L o u i s -  
01 o f  ~ e d i c i n e ,  L o u i s v i l l e  G e n e r a l  H o s p i t a l ,  

' D e p a r t m e n t  o f  P e d i a t r i c s .  
T h e  care o f  d i a b e t i c  m o t h e r s  a n d  t h e i r  p r o g e n y  w i t h  

n o d e r n  t e c h n i q u e s  a n d  m e t h o d o l o g y  h a s  l e d  t o  a s t r i k -  
i n g  c h a n g e  i n  a p p e a r a n c e  a n d  a m a r k e d  d e c r e a s e  i n  
n o r t a l i t y  o f  1 0 4  i n f a n t s  i n  o u r  i n s t i t u t i o n  o v e r  t h e  
p a s t  d e c a d e .  NOW a p p r o p r i a t e  f o r  g e s t a t i o n a l  a g e  
i n f a n t s  (AGA) c o m p r i s e  a p p r o x i m a t e l y  one h a l f  o f  t h e s c  
i n f a n t s  i n  c o n t r a s t  t o  o n e  t h i r d  p r e v i o u s l y .  M o r t a l -  
i t y  h a s  f a l l e n  f r o m  1 0 %  t o  1 . 9 % .  A d e c r e a s e  i n  t h e  
i n c i d e n c e  o f  h y a l i n e  membrane d i s e a s e ,  h y p o g l u c o s e m i a ,  
h y p o c a l c e m i a ,  a n d  n e o n a t a l  a s p h y x i a  h a s  a c c o m p a n i e d  
t h e s e  c h a n g e s :  y e t , t h e  i n c i d e n c e  o f  m a l f o r m a t i o n s  
i n c r e a s e d .  M o r t a l i t y  a n d  m o r b i d i t y  w i l l  b e  d i s c u s s e d  
i n  r e l a t i o n  t o  g e s t a t i o n a l  a g e  a n d  s i z e  o f  i n f a n t s  
a n d  m a t e r n a l  c l a s s i f i c a t i o n  o f  d i s e a s e .  D e t e r m i n a t i o r  
o f  f e t a l  a g e  a n d  c o n d i t i o n  a n d  c o n t r o l  o f  m a t e r n a l  
d i a b e t e s  a n d  n e o n a t a l  i n t e n s i v e  care h a v e  b e e n  m a j o r  
r e s p o n s i b l e  f a c t o r s  i n  a c h i e v i n g  a m o r t a l i t y  v e r y  nea:  
t h e  t o t a l  n e o n a t a l  m o r t a l i t y .  


	928 X-LINKED HYPOGONADISM, GYNECOMASTIA, MENTAL RETARDATION, SHORT STATURE AND OBESITY. A NEW SYNDROME

