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CLINICAL ASSOCIATIONS WITH SS-A ANTIBODIES IN CHILDREN. 
Rebecca Hertrbergcr-ten Catr. Lrsztte W.A. van Suijlekom-Smit, Herbert Hooijkaas and 
Jwp P. van de Menve. kparrwnts of Pediatrics and Immunology. Erasmus Uniuers~r! 
and Univenity Hosp~taVSophra Children's Hospital, Rotterdam. 

Antibodies to SS-A (Ro) are assocrated with primary Sj6gren.s syndrome, Systamic Lupus 
Erythematosus (SLE), subacute cutaneous LE with of without C2 deficiency and neonad 
Lupus. They can also be found in up to I R of healthy individuals. Antibodies to SS-A are 
rare in childhood. 
We retrospectively looked at clinical pictures of all children who had circulating SS-A 
antibodies determined with unmunodiffusion (IF) and ELlSA techniques in the year 1993. 
SS-A antibodies were detected in nine childnn. six girls and three boys. The majority of 
children wen hom Caucasian origin, two wen Hindustan and one negroid. One of the 
patients was a newale mth a congeatal hw-block (mother ANA and SS-A pasitive 
without clinical symptoms). Lo the other children the age of onset of clinical symloms 
varied horn 5 to I 2  years. Two patients were diagnosed as SLE with sgondaq Sj6gnn's 
syndrome. two as SLE with nzFritis (one with restrictive lung disease), three as undrfined 
autoimmu~e di.-e (one with a chron~c uveitis) and two boys mth fatigue, myopathy and 
parotic swellling (Raynaud's phenomon in one). In all patients faripe was a 
predomnant symptom. None of thz patients complained of dry eyes. Antinuclear 
antibodies were p i l ive  m =\.en children, antibodies to dsDNA in four. 
In conclunon. SS-A antthod~cx are acsociated with a limited number of cllnical syndroms 
and may be p-t tn spite of a negative ANA-IF 1st. Longtime follow-up IS ind~utrd as 

it may tako years for autoimmune diseases lo fully develop. 

HYPERTROPHIC OSTEOARTHROPATHY IN CHILDREN WITH LEUKEMIA 

G Kardos. A.H M. Taets van Amerongen. A J.P. Veerman 

Free University Hospital. Dept. Pediatrics and Radiology, Amsterdam. The Netherlands 

Bone lesions are frequently encountered in children with leukemia as  part of their1 
disease or occasionally a s  consequence of therapy. While leukemic infiltration IS a well 
known cause of bone pain in children, avascular necrosis and osteoporosis can also be 
responsible for these complaints. 
The authors present two children with an unusual cause of bone pain in chtldhood 
leukemia, hypertrophic osteoarthropathy (HOA). This condition is well known in adults. 
but is rarely seen in children. The most frequently associated conditions in chlldren are 
chronic lung, liver or heart disease and sometimes malignant or benign tumots. In a 
child with acute non-lymphoid leukemia (ANLL) FAB type M7 and in a child w~th 
common acute lymphoid leukemia (ALL) - both in the maintenance phase of therapy - 
bone pain developed The radiographs showed cortical thickening and perlosteal new 
bone formation along the diaphyses of the long bones. Bone scintigraphy rema~ned 
negative MRI showed no signs of residual leukemic infillration. Both children were In 
remiss~on at the time of detection of the bone lesions, and dld not have any signs of 
chronic infection. Approximately three months later however - although the bone pain 
disappeared - the child with ANLL developed a myelodysplastic syndrome (MDS) and 
the patient with ALL a partial relapse with 12 blasts in the bone marrow The occur- 
rence of HOA in children wlth leukernla. both ANLL and ALL should instigate repeated 
bone marrow investigation since it might herald MDS or relapse 

"PRIMARY CUTANEOUS MALIGNANT B-Cell NHL IN A INFANT" 
Luigi  Nespoli ,  Yarco M n t a l b e t t i ,  Maddalena Marinoni, W z i a  Bonato. 
P e d i a t r i c  Div i s ion  - Department o f  Histopathology - I1 F a c o l t 5  d i  
Medicina e Ch i ru rg ia  - I - 21100 - Varese - I t a l y .  
Cutaneous malignant  Lymphoma i n  infancy is r a r e .  The ma jo r i ty  of t h e  
s e  tumors p r e s e n t  n o d  - nonT c e l l  phenothype. Recently. we encoun- 
t e r e d  a n  i n f a n t  wi th  cutaneous malignant  Lymph-, which was a B-cell 
tumor i n  o r i g i n .  The p a t i e n t  was a 23 month o l d  female and s h e  came 
to o u r  C l i n i c  o n  Ju ly .  1992. Seven months p rev ious ly ,  h e r  mother no- 
t i c e d  a tumor o n  t h e  back which was cons ide red  a sebaceous c y s t  and 
then a n  -i-. Her g e n e r a l  c o n d i t i o n s  was good. S ince  t h e  l e s i o n  
inc reased ,  t h e  baby g o t  i n t o  Hosp i t a l .  (X1 p h y s i c a l  examinat ion a 
v i o l e t ,  dwe-shaped,  i n d o l e n t  and movable nodu la r  cutaneous tumor 
was confined to a circumscribed a r e a  of t h e  s k i n ,  in l e f t  subscapo- 
lar reg ion .  abou t  3x2 cm i n  s i z e .  Systemic lymphadenopathy and sp le -  
nomegaly w e r e  n o t  p resen t .  The tumor was r a d i c a l l y  removed and t h e  
h i s t o l o g i c a l  d i a g n o s i s  was: High g rade  non Hodgkin. d i f f u s e  lymphoma, 
non B u r k i t t ,  w i t h  smal l  non c l i v e d  c e l l s ,  accord ing  to Working For- 
mulat ion.  The n e o p l a s t i c  i n f i l t r a t e  r e a c t  wi th  CD 45R. CD 45RA. CD 
20. CD43 and f a i l e d  to r e a c t  wi th  CD30, CD 45RO, confirming t h e  
B c e l l  phenotype. Bone marrow a s p i r a t e  r evea led  no evidecence o f  in-  
volvement by tumor c e l l s .  A f t e r  s t a g i n g  i n v e s t i g a t i o n s .  fo l lowing  
Murphy's c r i t e r i s .  t h e  p a t i e n t  was t r e a t e d  wi th  ho b locks  o f  the ra -  
PY. accord ing  to AIEOP Non Hodgkin Lymphoma 92 Pro toco l  (DEXA )FIX- 

m. IFO. VP16.ARA-C + DEXA. CPM. MTX - YD, ADR) .Af te r  1 9  mon&. t h e  
r e  is no evidence of l o c a l  r ecur rence  o r  disseminat ion.  

Francesco S c h e t t i n i .  Rosa Penza,  Paola Giordano. Giovanni C. 
Del Vecchio, G a b r i e l l a  Aceto. Maria Altomare, Domenico De Mat t i a .  
DETERMINATION OF von WILLEBRAND FACTOR AND FACTOR XI11 I N  CHILDREN 
WITH SCHONLEIN HENOCH SYNDROME. Dipart imento d i  Biomedicina d e l l ' E t 5  
Evo lu t iva  - Univers i ty  o f  Bar i  - I t a l y .  
I n  1 6  c h i l d r e n  (7 M and 9 F,  aged between 4 and 11 y e a r s )  wi th  
Schonlein Henoch Syndrome (SHS) a t  t h e  o n s e t ,  we have s t u d i e d  t h e  
l e v e l s  o f  von Wil lebrand F a c t o r  Antigen (vWf:Ag) and Fac to r  X I I I  
a c t i v i t y  ( F  XI I I )  i n  r e l a t i o n  t o  t h e  s e v e r i t y  o f  c l i n i c a l  symptoms 
and t h e  immunological parameters:  IgA, C3, C4 and c i r c u l a t i n g  i m u n e  
complex (CIC).Arthral ,  abdominal and r e n a l  symptoms (excep t  purpura)  
were scored  from 0 t o  3 and t h e i r  mean va lues  r e s u l t e d  r e s p e c t i v e l y  
1 + 0.82; 1 , 1 3  ?; 0.96;  1,38 2 1 .26  ( t o t a l :  3 .5  + 1.59) .  The vWf:Ag 
r e s u l t e d  inc reased  i n  7 p a t i e n t s . t h e  F X I I I  r e s u l t e d  decreased i n  6. 

I n  a l l  c h i l d r e n  we found h igh  l e v e l s  of IgA, while  t h e  C3 and C4 
l e v e l s  were normal.The CIC were e l e v a t e d  i n  11.The t o t a l  c l i n i c a l  
s c o r e  was p o s i t i v e l y  c o r r e l a t e d  wi th  vWf:Ag. IgA and CIC (p.cO.05). 

The abdominal s c o r e  was p o s i t i v e l y  c o r r e l a t e d  wi th  vWf:Ag (p<0 .05) ;  
while  t h e  r e n a l  one with vWf:Ag ( p c 0 . 0 5 )  and CIC ( p c 0 . 0 0 1 ) .  

Las t ly  vWf was c o r r e l a t e d  with IgA and CIC ( ~ 0 . 0 5 )  and a s  i n  o t h e r  
systemic v a s c u l i t e s  its l e v e l  was inc reased  i n  t h e  acu te  phase of  
SHS probably i n  r e fe rence  t o  immunomediated e n d o t h e l i a l  c e l l  damage. 
I n  conclusion vW l e v e l s  a r e  a good marker o f  SHS s e v e r i t y .  

T L'fI.PiiOCYTE S3?P33Ei?TIA'iION I N  P;I3T3XM I:FDNATZ3 
K a d e j d a  A. T o x s a r o v a ,  V l a d i r n i r  M. S t u d e n i k i n ,  d l l a  V. 
S a r a k u t s a ,  k::?il 3 .  P a r t e n a d z e ,  N a t a l i a  I<. 3ra,i:ia, 
D e p a r t x e n t s  o: 5ae: :atology and N e o n a t o l o g ~ ,  i iAi .3  I n s t i -  
t u t e  o f  l a e d i n c r i c s ,  l ~ l o s c o w ,  R u s s i a  

Vie h a v e  d e f i a e d  T l y m p h o c y t e  ( l p h )  m e m b r a n e  r e c e p t o r s  
( R c )  a n d  g l u c o c o r t i c o i d  r e c e p t o r s  (GR)  i n  p e r i p h e r a l  
b l o o d  o f  40 n e o n a t e s  w i t h  31-36 w e e k s  g e s t a t i o n a l  age 
(GA) 2 n d  i n  c o r d  b l o o d  o f  42 term i n f a n t s ,  u s i c g  mono- 
c l o n a l  a n t i b o a i e s  ( O r t h o  D i a g n o s t i c  Systeos,  USA), L i p p -  
man-aarr t e c h n i q u e  i n c o r p o r a t e d .  T h e  r e s u l t s  of o u r  s tu-  
d i e s  a r e  p r e s e n t e d  i n  t h e  t a b l e .  
PAPIX:<?S :Em 31-33 w e e k s  GA 34-36 v e e k s  GA 
CD C o r d  b l o o d  P e r i p h e r a l  b l o o d  Cob) 

D a y  7 D a y  30 D a s  7 D a y  30 
CD3 54,2 36,8 Y , 6  
CW 37.6 26,9 38.7 
CD8 14.2 18,2 1 8 , G  
CD2 38,4 33,3 71,3 3 6 , G  i 5 , 8  
Young  c e l l s  
( C D l , 6 , 9 , 1 0 )  6,2 32.1 46.8 1 9 , 2  $0.3 
Rc IL-2 e b s .  12.1 l 4 , 9  8,1 ' i 2 , 9  
G i i  6 2 8 6 t 1 0 4 5  14204i3543 
I:le c o f i c l u d e ,  c h a t  i : n n a t u r i t y  o f  T l p h  f u n c t i o n a l  r e c e p -  
t o r s  can b e  t h e  b a s i s  of  c l i n i c a l  i.mune d e f i c i e n c y .  

378 
I C F  SYNDROME 
C o n y  Weemaes', Dominique Smeets2, Jan Bakkerenl, Ineke v.d. Burgt2. 
Department of Pediatrics1 and Human Genetics2, University Hospital Nijmegen S t  
Radboud, Nijmegen, The Netherlands. 
ICF syndrome Qmmunodeficiency, Ceneomeric instability, in particular of 
chromosomes 1 and 16 and Facial dysmorphisms) was described in 1988 by 
Maraschio et al. (1 Med Genet 25:173-180). 
Here we  present another case of ICF  syndrome. The boy was born a t  38 weeks, 
small for gestational age (2055 gram, 45 cm). During the first year he had a 
failure to  thrive and a slight psychomotor relardation. At the age of 10 months, he 
suffered from RS bronchiolitis. Immunological studies revealed an agamma- 
globulinaemia (all immunoglobulins were absent). B cells were normal, as were T 
cell markers (CD, 58 %, CD, 56 %, CD, 36 %, CD, 17 96). In vitro responses of 
peripheral blood cells to PHA and PWM were normal. He  had a typical face. 
Cytogenetic studies revealed a normal 46 XY male karyotype, although half o f  the 
cells showed alterations (e.g. gaps, breakz, translocations, centromeric fusions, 
multiradial figures) in the centromeric regions of chromosomes 1 and 16. 
During immunoglobulin substitution he did not suffer from infection but he ceased 
growing, probably due to malabsorption. 
Untill now, 15 patients with ICF syndrome are recognized. All but one had faci 
anomalies All had immunodeficiency varying from IgA deficiency to S C l D  1 
review of  these patients will be given. 
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