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Prenatal exposure to e thanol produces a characteristic pheno­
type and a constellation of nervous system Effects 
of e thanol on the deve l oping nervous system occur during early 
neurogenesis when neuro n-matr i x inte ractions and process f ormation 
are proceeding. 

An in vitro paradigm which quanti tates both substrate inter­
action and process formation has been used to examine direct l y 
the effects of alcohol on embryonic neurons. Nerve Growth Factor 
(NGF) produces dose-depend e nt neurite outgrowth from respons i ve 
chick embryo neur ons fo llowing attachment to an appr opriate sub­
strate (J Neurobiol12, 175, 1981}. Ethanol dnd its metabolite 
aceta lde hyde produced dose- dependent inhibition o f NGF-induced 
neurite outgrowth . The 50% toxic dose (TD 50) of ethanol was 175 
rng/ 100rnl (38mM) and the TD 50 of aceta l dehyde was 2.5rng/ 100rnl 
(0. 6mM). No effects were seen on neuron attachment t o the substrate 
or on neuron viability at 24hrs. These data suggest thatethano l 
is toxic to neuron process fo rmation at concentrations considered 
moderate in the human circul at i on. Cons istent with in vivo ex­
oe rimental studies there was a rank order of toxicity with acet­

having greater t oxic effect than ethanol on a mola r basis. 
Ethanol may exert its toxic effects on neuronal developmentby 

interfering with the ability o f neurons to respond to trophic in­
f luences within their e nv ironments. Further studies using this 
paradigm may contribute to an unde rstanding of the teratogenic 
potential of alcohol, anticonvulsants and other xenobiotics. 
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In 1974, Burgio et al. described pseudodiastrophic dysplas ia 
(POD) as a distinct neonatal ske l etal dysplasia which super­
ficially resembled diastrophic dysplasia (DD). The two sisters 
reported died in infancy o f unexplained hyperthermia. A third 
case, reported by Canki in 1979 , also died in infancy. 

We wish to report three new, unre lated cases of POD, i nc l ud­
ing two children who have s urvived infancy , the oldest now 4 
years o ld. Clinical features i nclude: relative macrocephaly, 
fl a t midface, abnormal pinnae which do not undergo cystic en­
l argment, small c hest, scoliosis, rhizomelia, flexio n contrac­
tures of tHe hands, and c lub feet. Unique radiographic features 
include p roximal i nterphalangea l joint dislocations and platy­
spondyly. The metacarpals are short but normally modelled . In 
the o lder children, the hand and f oot abnormalities have improved 
with physical therapy a l one, which also distinguishes POD f r om 
DO. Scoliosis has been p r ogressive , and the oldest child has 
recently undergone spina l redding. 

Morphologic examination of chondro-osseous growth plate o f one 
of the original cas.es and our oldest patient revealed non-speci­
fic changes. The focal degeneration of cartilage with intra ­
cartilaginous ossification characteristic of DD was not s een : 
The pathogenesis of this unique, apparently autosomal 
neonatal skeletal dysplasia remains to be elucidated. 
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An epidemiologic study o f congeni tal heart disease (CHD) i s 
in progress in the Baltimore -Wa shington area of 85,000 annual 
births. Infants with CHD a r e studied in comparison to a rep r e ­
sentat ive sample of the birth cohort. Family histories of 696 
cases and 908 controls reveal heritable blood disorder s (HBD) in 
1% of CHD infants and/or parents, includ ing hemophilia, von 
Willebrand 's disease (v. W' s), spherocytosis, thalassemia and 
sickle cel l disease (SCD); on l y SCD occurred i n 2 controls. 
Additional cases gat hered from pediatric cardio log i s t s and the 
literature s ugges t that transposi tion of the g r ea t arteries and 
v a lve l esions a r e predominant with HBD. An e tio l ogicassoc i a tion 
is b i ologica lly pl aus i b l e : cya not ic and acyanotic CHD occur 
with va rious coagulopathies and with familial fibr i nogen and 
coagulation fact or deficienc i es ; v. W's is linked with mitral 
valve prolapse and teleangiectasias . 

Two possible morph ogenic mechan i sms include a gene induced 
altera tion of early cardiac endo the lium which also secretes 
factors VIII and v. W' s (Jaffee, E.A ., N. Engl. J. Med. 
296 :377, 1977) and/or alterations of osmosis of embryonic blood 
causing the teratogeni c " edema synd rome 11 (Grabowski, C.T., 
J. Exp. Zool. 157:307, 1964). The studies suggest HBD as a 
potential risk factor for CHD. 
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This roy's birth weight was 2960 gm. Sonogram done at 14 
weeks gestation was nonnal; at 30 weeks sonogram showed no amni­
otic fluid. Cesarian section at weeks revealed a deformed 
infant with loose folds o f skin hung around his head in an "ele­
phant man" appearance . A cape-like fold drooped fran the nape 
of his neck, and redundant skin hung fran his trunk and ex­
tranities. Hands and feet were puffy like little balloons. On 
the right was a "Potter ear", and the palate was high-arched . 
The shoulders, radial heads and hips were dislocated . The 
digits appeared to dislocate in various directions. The re was a 
l e ft club foot. The phallus had a s;..ollen fo reskin, with 3rd 
degree hypospadias. Scrotum was hypoplastic with palpable right 
gonad . Karyotype was 46 ,XY. Renal, abdaninal and head sono­
graphy were nonnal, as were echocardiography and EKG. The case 
closely resembles that of Kaye et al. (AJDC.l27:115,1974). Ex­
perimental oligohydramnios in animals results in multiple artic­
ular deformities (including club feet), high-arched or cleft 
palate and primitive digits ([)eMyer and Baird, Teratology 2:33 
1969). Our patient shows many of the deformities seen in human 
oligohydramnios sequence . We propose that this clinical picture 
may be explained by a genetic defect (?single gene disorder) 
mediating the genital anare.ly, cutis laxa and oligohydramnios, 
and that the various deformations follow in the train of the 
oligohydramnios. 
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This report describes three males and four female s in three gen­
erations of a family with a new, progressive neuroectodermal syn­
drome. The principal features are: seizure (6/7); cerebral vas­
cular accident (l/7); generalized hirsutism (7/7); low frontal 
hair line and temporal projection of scalp hair onto fo rehead 
coarse facies (7/7); redundance of skin of the eyel i ds (blepharo­
chalasis) (5/7); thick lips (6/7) hyperplasia of tissue in anter­
ior palatal regi on (4/7) and cutis verticis gyrata (5/7) . Abnorm­
alities are more marked in males. No cornea l leukoma , clubbing 
of the digits , periostosi s or mental retardation are present . An­
drogen profiles and FSH/LH ratio s in the two cases tested are nor­
mal. The occur rence of this di sorder in three generations with 
male-to-male transmission documents autosomal dominant in heritance . 
This conditi on has features in common with pachydermoperiostosis, 
however it lacks clubbing and periostosis. Pashayan et al. (1973) 
reported on a family with blepharo-naso-facial syndrome; these 
individuals have many similarities to our cases, yet they have 
marked dystopia canthrum, torsion dystonia, and mental retardation 
which are not present in our cases. Gingival fibromatosi s-hyper­
trichoses syndrome differs by having extensive gingival fibroma­
tosis and mental retardation . Autosomal dominant syndrome of 
cutis verticis gyrata and thickening of the oral mucosa (Hughes, 
1983), has many features in common with our cases but la cks hi rsut ­
ism. We conclude that our cas es represent a new syndrome. 
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The purpose of th is s tudy was t o report the effects of maternal 

PCP use on the fetu s. 94 neonates whose mothers h ad a history of 
PCP exposure were compared with 94 control infants. Moth e rs of 
study and control patients were matched by maternal dat e o f re­
cruitment, ethnicity , weight, parity, weeks gestation at registra­
tion, and tobac co smoking behavior . PCP using women tended to be 
multiple drug abuser s compared to non PCP user s (mean number o f 
drugs used 1.4±1.12 vs 0 . 6:!:0 . 8) [p < 0.001]. PCP use was assessed 
by questionnaire and repeated ur ine te sting . Infant growth, neu­
rological function, physical characteristic s, behavior, a nd hos­
pital course were assessed by a singl e examiner bl i nd to th e ma­
terna l hi s t ory. Stud y infant s had a mean of 4 .5±2.7 a bnormali­
t ies while cont rol infa n ts had a mean of 3 . 6±2.4 abnorma l ities 
[p (2 tailed) < 0.005]. Non parametric tests were used to de t er­
mine which abnormalit ies dif f erentiated the study from t he con ­
trol infants. Study infants were more likely to have poor a t ten ­
tion, hypertonia, and depressed neonatal reflexes [ p < • 05]. 
Growth was normal and ana t omic abnormalities were not found . The 
contribution of 7 classes of a bused substances (narco t ics, de ­
pressants, marijuana, s timulants, cocaine, glue, and a l cohol) to 
the total number of abnorma lit ies was assessed using s t epwise 
multiple regression. Only PCP accounted for a significant per­
centage of the variance (f = 4.38; p < .05). Th is s tu dy i ndi­
cates that maternal PCP alone may lead to abnormal neonatal neu­
robehav i or. 
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