
Hormone Conference There ar~ st~iking similari~ies to th~ I
continued from page 5 rhodopsin kinase of the visual sys

tem that is "homologously desen-
, ' sitized" by light, BARK is able to

may have important therapeutic ceptor by inhibiting the tyrosine phosphorylate only the desensi-
value in cancers of the reproduc- kinase activity of the liganded re- tized receptor, An agonist-in-
tive tract in females as well as in ceptor.This may be the fundamen- duced change in membrane pro-
males. The biology of the material tal mechanism of action-inhibit- tein allows phosphorylation in the
is influenced by the ambient ste- ing the transmembrane signalling carboxy terminal serine and threo-
roid hormone levels, with andro- of liganded growth factor (and nine-rich region. This leads to the
gens increasing and estrogens growth-inhibiting) receptors. uncoupling of the receptor from
decreasing the MIS activity, This is Dr. Robert Lefkowitz discussed the cyclase enzyme, sequestra-
probably why there is no expres- his continuing work on the mecha- tion of the receptor, breakdown by
sion of MIS activity in the female nism of homologous desensitiza- phosphatase activity, and regen-
fetus. In the ovary, its probable tion of the beta-adrenergic recep- eration of functional activity as the
mechanism of action is that of mei- tor. He described a new enzyme, receptor returns to the membrane,
osis inhibition. beta-adrenergic-receptor kinase The enzyme can affect a number

In a cultured cell line, MIS is able (BARK). As desensitization to ag- of receptors so that the specificity
to inhibit the phosphorylation of the onists occurs, this enzyme moves of this process is built into the spe-
epidermal growth factor (EGF) re- from the cytosol to the membrane. cificity of the liganded receptor,

SpecI"al Report " The DaVI " d ~hohadspinabi!idawithnoad.di-

" tlon~) congenital anomalIesS " th 1: A 7: k h showed marked abnormalities of
ml V Vor s op on blood vessels to the affected part

M If " d of the spinal cord and vertebral
a ormahons an area. It is not clear whether this

M h " A change i~ a primary or secondary

or p O g enesls- ugust disturbance. A distinction can be
" made between high neural tube

1986 BurlIn g ton Vermont defects (primary neurulation de-
I I fects) and lower neural tube de-

Judith G. Hall, M.D, streaking is also seen in diploid/ fects (canalization defects) in
Associate Edito( triploid/mixoploidy. A number of terms of the recurrence risk for
Growth, Genetics, and Hormones unusual patients were presented having another child with a neural

in detail at the meeting, Many of tube defect. Lower neural tube de-
A variety of new clinical syn- these patients had normal leuko- fects appear to have much less
dromes were described at this cyte chromosome studies, but risk of recurrence for the family.
meeting and a number of well- chromosomal mosaicism was ap- Brain stem auditory evoked poteh-
known conditions were revisited, parent in fibroblast chromosome tials may bea useful way of deter-
The hypertelorism hypospadias studies. Hypomelanosis of Ito mining whether or not a particular
(BBB) syndrome and the hyper- (streaky areas of decreased patient :with meningomyelocele
telorism dysphagia (G) syndrome pigmentation with asymmetry in has abnormal brain development.
were discussed in some detail; the the size of the two sides of the The recent film and play about
suggestion that they may actually body) is a syndrome deserving fur- John Merrick, the" Elephant Man,"
be alleles or the same condition ther study; it was suggested that it focused a great deal of attention
was supported by much of the may represent chromosomal mo- on neurofibromatosis, which was
discussion, saicism. The take-home message addressed in an interesting pre-

A number of the papers pre- was that fibroblast cultures should sentation. The "Elephant Man"
sented suggested that pigmentary be strongly considered for pa- may not actually have had neurofi-
abnormalities in the presence of tients who have normal peripheral bromatosis. Review of the autopsy
mental retardation with or without blood chromosomes, pigmentary findings on John Merrick and the
additional congenital anomalies abnormalities, mental retardation, historicaJ information that is avail-
may be 'an indicator of chro- and short stature with or without able today strongly suggest thafit
mosome mosaicism, This finding additional anomalies. is much more likely that he actually
has been well demonstrated in tet- Several new observations were had the Proteus syndrome, a con-
rasomy 12p mosaicism (Pallister- made concerning neural tube de- dition described by Wiedemann
Killian syndrome); pigmentary fects, Careful autopsies of children and characterized by ham-
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-artomatous overgrowth. S . I R t . 25th.Several presenters reviewed the peCla epor.
accuracy of prenatal ultrasonic di- A I M .

f thagnosis for congenital anomalies nnua eehng 0 e
and suggested that the technique S . fmay be only 50% accurate unless Euro p ean oclet y or
one focuses on a particular body ...
are~ or knows what to suspect in ~ P edla tnc Endocnnolo gy -
particular area. Thus, the physI-
cian should. alert. the ultra- Au gust 31-Sep tember 3sonographer If there IS an area of I

~o~c~rnwhencarefulexamination 1986 Zurich Switzerland
IS Indicated. It was strongly rec- I I

ommended that fetal karyotyping
of amniocytes be done when a JOrgen R. Bierich, M.D. for decades in young men, but this
structural abnormality is found on Associate Editor appears to be no longer true for
ultrasound during the third trimes- Growth, Genetics, and Hormones infants. Prior to puberty, body
ter. Indeed, a chromosomal ab- height and growth velocity are
normality is present in as many as In a round table discussion that identical for both sexes. Diffe.r:-
one third of cases in which con- opened the meeting, Drs. Raiti and ences appear with the onset of the
genital anomalies are detected Kaplan reported on the use of pubertal growth spurt, which starts
during the third trimester. Knowing b.iosynthetic human growth hor- at age 10 in girls and at age 12 in
that a chromosomal abnormality is mone (hGH) preparations in the boys. This growth spurt is much
present may alter management. United States, while Drs. Job more rapid in boys than in girls,

A new syndrome that may be (France) and Preece (England) and explains the difference in
quite common was described. The reported on their use in Europe in height between adult men and
urofacial syndrome consists of ob- patients with classic pituitary women. Sex hormones are re-
structive urologic problems seen dwarfism. In all studies, the results sponsible for the pubertal growth
in association with abnormarfacial were comparable with those ob- spurt but not the final height. In

--.muscular movement, so the child's tained with native pituitary hGH. contrast, the midgrowth spurt,
.smile looks more like a grimace. Initially, patients developed high which occurs at age 7, is indepen-

Intelligence is normal, and the titers of antibodies to growth hor- dent of sex and gonads and cor-
condition probably has an auto~ mone. Subsequent improvements responds to the adrenarche.
somal recessive inheritance. in purification techniques signifi- Stanhope et al (England) re-

It would appear that Pena Sho- cantly reduced antibody inci- ported on the mechanism of the
keir syndrome (an autosomal dence to that seen with the highly pubertal growth spurt induced by
recessive syndrome character- purified native pituitary prepara- pulsatile gonadotropin-releasing
ized by congenital contractu res tions. Low titers are clinically mean- hormone (GnRH) treatment.
and hypoplastic lungs) is not a ingless and do not inhibit growth. Twenty-six normal short patients
diagnosis but rather a phenotype Drs. Albertson-Wiklund (Swe- received GnRH subcutaneously
that results from decreased intra- den), Bierich (Germany), and for 90 minutes each night for ten to
uterine movement'of the fetus and Brook (England) discussed the 16'months. The girls immedia~ely
is attributable to many different use of hGH in nonclassic hypo- began to secrete increased
causes. Thus, when any of the fea- pituitary short stature. The results amounts of GH. The pulse ampli-
tures of the Pena Shokeir pheno- were excellent in patients with tude was increased but not the
type (intrauterine growth retarda- constitutional delay of growth and number of pulses. In contrast,
tion, congenital contractu res of adolescence and in those with boys first demonstrated a growth
limbs, craniofacial anomalies, hy- partial growth hormone deficiency deceleration and diminution of GH
poplastic lungs, short umbilical (GHD). Spontaneous growth hor- secretion. During maturation and
cord, or polyhydramnios with short mone (GH) secretion was dimin- coinciding with a testicular volume
gut syndrome) is present, physi- ished in both types of patients. of 10 ml, GH secretion increased
cians should look for the other Thus, hormone treatment serves and the pubertal growth spurt oc-
signs in the newborn infant. A vari- as replacement therapy. Girls with curred. Hindmarsh et ai, who are in
ety of pathologic findings have Turner's syndrome also were suc- the same investigative group,
been seen in babies diagnosed as cessfully treated in many cases. found a highly significant positive
having Pena Shokeir syndrome. Dr. Prader (Switzerland) re- correlation between growth vefoc-
However, the reported familial ported the results of two large lon- ity and circadian GH secretion.

') cases ~re ~II probably autosomal gitudin~1 growth studies in Zurich. T~i~ led these researchers to ad-
recessive disorders, and prenatal According to the data, the secular minister hGH subcutaneously, 2
diagnosis should be offered for acceleration of growth and matu- IUs each night for six-month peri-
any future pregnancies. ration has been constantly positive continued on page 8
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