
Poster Presentations in Clinical Genetics 

Duplication 17p11.2 i n  two pat~ents: c l ~ n ~ c a l  features and molecular 
cytogenet~c findings. C M Powell A S Aylsworth K A Kalser-Rogers. K W 
Rao Unlv of North Carolma Chapel HIII. NC 

Slnce patlents w~th dupllcatlons or delet~ons ~nvolvlng the Smlth-Magenls 
syndrome (SMS) reglon at 17p11 2 are thought to arlse by the same 
mechanism of unequal recomblnat~on between a repeat sequence that flanks 
the SMS reglon (Chen et al 1997) ~t 1s surprlslng that the dupl~cat~on patients 
have been so rarely reported (Magenls et al 1986. Kozma et al 1991, Brown 
et al 1996 Chen et al , 1997 and 1998. Summers et al 1998) These 
pat~ents are most llkely underd~agnosed because of lack of defined cllnlcal 
features and subtlety of the dupl~cat~on wlth routlne cytogenetlc stud~es We 
report two addlt~onal patlents and revlew the common physlcal features In thls 
dupllcatlon syndrome 

Patlent 1 IS an 11 month old male wlth postnatal growth retardahon, length at 
mean for 5 months and head clrcumference average for 6 months He has 
ptosls of the left eyel~d narrow nose and palate small mand~ble, sacral dlmple 
overlapping toes decreased tone and global developmental delay Patlent 2 
IS a 6 year old female w~th a history of failure to thnve In early childhood and 
developmental delay He~ght we~ght and head clrcumference are at the 50" 
percent~le she has upslantlng narrow palpebral fissures broad eyebrows 
d~stal joint lax~ty and normal neurologic exam Developmental testlng at age 6 
showed a full scale IQ of 65, w~th performance IQ 60 and verbal IQ 78 and 
behav~or consistent w~th attent~on defic~t hyperact~v~ty d~sorder 

Cytogenet~c analyses wlth G-bandlng showed dupllcatlon of 17p11 2 wlth a 
narrow extra gray band In the m~ddle of the G-negat~ve area In the p l l  2 
reglon The dupllcatlon was confirmed wlth a FISH assay uslng the Dl75258 
probe (Onwr) for the SMS reglon The Dl75122 cosm~d probe (Oncor), whlch 
hybr~d~zes w~ th~n  the reglon that IS dupllcated In Charcot-Mar~e-Tooth type 1A 
patlents showed a slngle slgnal on each chromosome 17 ~ndlcat~ng that thls 
reglon IS not dupllcated 

Cornpanson of fac~al features reveals strlklng slmllarltles between patlent 2 
and the patlent reported by Magen~s It also appears that desp~te s~gnlficant 
early problems wlth we~ght galn and development these patlents have fewer 
problems as they get older and may funct~on In the low normal to borderllne 
range Detalled cllnlcal descr~pt~ons of pat~ents w~th dupl~cat~ons of 17p l l  2 will 
be helpful In further dellneat~on and recognltlon of thls dupllcat~on syndrome 

A mult~faceted genetlcs educat~onal program For nursmg faculty 

prows1. K K Lattal & C ~et teber r  ' IChlldren's Hosp~tal Medlcal Centcr. 
Cmcmnat~. OH, ' ~ n ~ v  oSC~ncmnat~, OH 

The 1998 Sta~rmenr on /he Scope and Srandardr o/ Generics ( 11n1~ol  
Nlrrsmq Praclrce asserts that all nurses should be able to !dent& rcler 
support and care for persons affected by or at r ~ s k  for man~fcst~ng or 
transmlttlng genetlc cond~t~ons Nurses also need to pla\ a s~gn~ficant role In 
the management o f  genetlc mformat~on Hanever rcsults from mult~ple 
survcys conducted over the past 26 vears have repcatedlq demonstrated that 
nurscs recclvc l ~ m t e d  genetlcs educat~on In then bas~c nurslng programs 
Nursmg Saculty's l lmted educat~onal preparation In genetlcs IS a s~gnlficant 
barrier to lncreaslng genetlcs content In nurslng cumculum The S u m m ~ r  
f;melrcs Programfor Nurvng Faci~lry \\as devclopcd to address the genetlcs 
contmulng educat~onal needs o f  nurslng faculb Onc component o f  the 
program was a 12-day Genetlcs Summcr hstltutc (SI) In 1997 26 nurslng 
faculh attended the first SI and In 1998 14 add~t~onal nurslng facult). 
attended the second SI These 60 partlclpants represented 59 nurslng schools 
from 25 states and the D~s t r~c t  o f  Columb~a Change In pamclpants genetlcs 
knowledge was measured ustng a 35 ltcm pre / post-test Both partlclpant 
groups demonstratcd stat~stlcally s~gmficmt unprovement (p<O 0 I )  In post- 
test scores Follow up o f  1997 partlclpants has occurred twlce slnce the lirst 
SI to asscss partlclpants progrcss toward Increasing gcnctlcs conlent In the~r 
cumcula Rcsults ~ndtcate that 75% used mformat~on and educat~onal 
resources prov~ded durlng and followmg the S1 m their o\vn and/or fellou 
faculty s existing lectures N e d \  all d~scusscd the importance o f  gcnetlcs 
w ~ t h  thew school admlnlstrators and lcllow facult\ O\er 80% pursued Further 
genetlcs contlnulng cducat~on Scvcn o f  the 1997 partlclpants de\eloped a 
genetic? course Twlcc vearlv rollow-up IS undenva) for the 1998 putlctponts 
and \\III continue for thc 1997 partlc~pants T h ~ s  program \\as fimded bv the 
NHGRl s Ethlcal Lcgal and Soc~al lmpl~cat~ons Research Program at N IH  

22q13 Deletion Syndrome: A Genetic Basis For Neurobehavioral Disorders? 
C Prasadl, B N ~hodirker'. C Lee3. A K. Dawson', L J ~ocelvn', and A E 
C h u d l d  'Medical Genetics, Memorial University, St. John's Newfoundland 
A l  B3V6, 'Section o f  Genetics and Metabolism, Department of Pediatrics and 
Child Health, '~yto~enetics. Health Sciences Centre, 'child Development 
Clinic. University of Manitoba, Winnipeg, MB R3EOZ2, ' ~e~a r tmen t  of 
Pathology and Laboratory Medicine, IWK Grace Health Centre, Halifax, Nova 
Scotia 83 13G9. 

Neurobehavioral disorders pose a challenge to physicians, both in diagnostic 
and therapeutic aspects. Many neurobehavioral disorders have been identified to 
have a genetic basis such as the fragile X syndrome and the 22q11 deletion 
associated with the Velocardiofacial syndrome. We describe three children with 
a different and I s s  well characterized deletion involving the most distal band of 
chromosome 22 (22q13). where the presentation entails deviant development, 
minor dysmorphism and autistic features. 
All 3 patients had developmental delay and unusual behavioral features. Al l  

our patients exhibited normal to advanced growth. Patient I had an added 
feature in submucous clefting o f  the palate. Patient 2 and 3 shared features of 
autistic specrmm disorder. Results of cytogenetic analysis in the three patients 
are as follows. Patient I ( 46XX ish del (22) (q13.3) (D22S39- D22S75X2). 
Patient 2 (46XY, de1(22)(q13. l), Patient 3 (ish del(22)(q13q 13) (LSL ARSA-) 
de novo). Thus. all three patients appear to share a deletion affecting the 
terminal 22q13 region. 

Literature review of the patients with 22q13 deletion is presented. Initially, 
the deletion was detected using high resolution chromosome analysis. Recently 
a FlSH probe @22S39) through its fortuitous use as a control probe i n  testing 
for 22ql I deletions has been used to demonstrate this deletion. The phenotypic 
features in most of the cases described include marked expressive speech delay. 
deviant development and pervasive behaviors, minor motor delays, minor 
dysmorphism. w~ th  normal or exaggerated growth. While there remain gaps in 
our understanding of this particular deletion syndrome, we propose that patients 
with significantly delayed speech, deviant development and behavioral issues, 
and minor fac~al dysmorphism be screened for this deletion. 

Heart-hand syndrome 11 (Taba tzn i k  syndrome): A new case 
w i t h  m i l d  phenotype. F.J. ~ a m o s ~ .  I .~ueno ' .  J .L. 0 l i v a r e s Z .  
Bueno M'. ' ~ e c c .  Genet ica,zDept P e d i a t r i a .  H o s p i t a l  C l i n i  
c o  D n l v e r s i t a r i o .  Fac. de Med i c i na  Univ  de Zaragoza.SPA1N 

In 1978, Temtamy and mcKuslck r e p o r t e d  a f am l l y  obser.ved 
by  Taba i zn l k  I n  which t h e  a f fec ted p a t i e n t s  had upper l l m b  
mal format ions and c a r d i a c  a r r h y t m i a  Dominant e i t h e r  a u t o  
soma1 o r  X k i nked ,  i n h e r i t a n c e  was proposed Hand mal forma-  
t i o n s  i nc luded  brachyte lepha langy o f  t h e  thumb and m i l d  
sho r ten ing  of t h e  IV and V metacarpa ls .  P h e n o t y p i c a l l y ,  a l l  
t h e  a f fec ted i n d i v i d u a l s  had, among o t h e r  features ,  s l o p i n g  
shou lders  and s h o r t  upper  l imbs .  

A f t e r  that f i r s t  r e p o r t ,  L a l a  e t  a l . .  i n  1990. pub l i shed  
a fam i l y  i n  which t h e  8-year--old proband had  s i m i l a r  c a r d i -  
ac and upper l i m b  anomalies than t h e  cases o f  Taba tzn i k ,  i n  
a d d i t i o n  t o  another  f ea tu res  such a s  f a c i a l  dysmorphism. 
c r y p t o r c h i d i s m  and m i l d  men ta l  r e t a r d a t i o n .  

In  1980. Ru i z  de l a  Fuente  and P r i e t o  r e p o r t e d  on  what 
t hey  c a l l e d  a new t y p e  of autosomal  dominant heart-hand 
syndrome ( t y p e  111).  In t h a t  form. a f f e c t e d  p a t i e n t s  had 
t ype  C b rachydac ty l y  assoc ia ted  w i t h  c a r d i a c  a r rhy tm ias .  No 
upper l i m b  anomalies, bes ide  t hose  o f  hands and fee t ,  were 
observed.  The c a r d i a c  a r r h y t m i a s  c o n s i s t e d  o f  i n t r a v e n t r i -  
c u l a r  conduc t i on  defec ts  and s i c k  s i n u s  syndrome. 

Here, we p resen t  a new case of Heart-Hand syndrome t y p e  
I1 i n  a 8-year-old g i r l  who had  b i l a t e r a l  I V  and V s h o r t  
metacarpa ls  and me ta ta rsa l s ,  and c a r d i a c  a r r h y t m i a  cons is -  
t i n g  i n  abnormal m i g r a t i o n  of s i n u s a l  pacemaker. She a l s o  
had a m i l d  m i t r a l  and t r i c u s p i d  p r o l a p s e  w i t h o u t  c l i n i c a l  
symptoms. She had some f a c i a l  dysmorphic f ea tu res  and nor -  
ma l  i n t e l l i g e n c e .  Fam i l y  h i s t o r y  showed t h e  presence of 
hand anomalies i n  some i n d i v i d u a l s  of t h e  m a t e r n a l  s i de .  

D i f f e r e n t i a l  d i agnos i s  w i t h  o t h e r  Heart-Hand syndrome t y -  
pes w i l l  be  discussed. 
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