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MOLEC\ IL AR DI AGNOSIS Q [ P RE S n l!• r O M A TIC W ibll ll 's '"'"'"" Philippe 
Labrunc • . M i(.' hc linc Misr;ahi •• , 11:\Uc houd •• . O l i\' icr Dc rn ard "" . 
Edw in •• , Michel 
• ll (lpit al An10ine Bb: l(- rc , a nd •• ll1\pit:tl lk ltil'\··t rl'. I.F 
KREMLIN niCETRE CCdcx . 
Wilson's (WNO) is ;111 ;autosum;d o l l.'o pp n 
metaboli sm. Th e metabolic Ocfc!.: t is still unkn own, but the lm:us (l f the 
disease h :ts mappl·d to rhro rn oso mc 1Ji..jl-l -l(2 1. Usi ng polynwr phiL· DN A 
m;uhrs in ;1rfcctc d fa mil ies, we ;trc uow ;1 hlc ttl rc<.·og nill' W N D IH:fotl' the 
onse t of cl inica l manife station s. 
PATIE NT S AN D 1:! 1 suhjcc ls have been studied . They hdongcU h) 3 1 
fam il ies ha ving at le ast one allct: tcd mcm hc r. Ge nomic D:-.A was ;u1alyt.c J hy 
Southern hl o ts . Four d ifrcrcnt pro bes we re used for the ana lysis o f RfL P s 

013 S 31 (po lymo rphism with T aql }, Dl3 S 51J (poly nunphi sm with lLndl ). D1 .1 
S 26 (polym orphism with llph 1) anJ RB (retinobl as to ma gene, pol y m o rphi sm 
with R S a I ). 
RESULTS Us ing these four prol1cs . 80 ?o of th e Lun il ks wc ro..: inform ;tt ivc, and 

to dis t ingu ish bet wee n he tc ro1.ygo tcs and lrt !'>tllll t.: 
f :tses. the usc o r prohc s loc;lli tc tl 0 11 huth t t l" , .. , WN J) lont .. . y idtl t.' tl ;, 
95% informat i vit y. 
CONCLUSION 
Rf'LP analysis is il simple method to study th o.: o f a p;1 t icn t \\llh Wf\ D. 
It allows In ;1void other in ves ti ga tions sLu.:h as sc ru111 c;tnulopl;t..,tttrlt . u r in ar> 
copper. liv e r needle hiop sy. I>N:\ ar1;dy"r " allow" 
JHcsympwm ati t: diagnosis ol' WND and thu s :111 e arly trt.'illm c rll w tth 1) . 

pc n i i I L1111 i n . 
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IMPAIRED SYNTHESIS OF CYSTEINYL LEUKOTRIENES IN 
GLUTATHION E SYNTHETASE DEFICIENCY. Erlan Mayatepek , 
Georg f . Hoffmann , Di r g it Carlsson• , Agne Larsson •, and 
Kat j a Beckel.- . University Child r en's llospiLal, Heidelberc;, 
<;e rmany and • Upps a la , Sweden. 

Glutathione synthe tas e defi c i en cy (GSD) is an inborn 
•.:>rro r of glu tathio ne ( GS !l) meta bolism leadin g to u 
IJenera l i zed i ntracellul ar GS H defienc y. Lcu ko triene ( LT) C.l 
is derived fr om the un s t able epoxid b y conj ugation 

GSH . In tt1e ci rculation LTC4 is rapidly meta bolizcct 
which is e xcre t ed into t he urine. In this study, 

metabolites were in c1 patient with 
t>i ochemi ca ll y establ i shed GSD by r evcrsod -pt1asc HPLC a11d 
quantif i ed by e n z yme immuno a ss a ys. Results:. Ou r 
.in vestigations rev e aled that i n GSD LTC.1 syn t hesis is 
signifi can t ly d ecreased in c alcium i onopl1ore ac tiva t ed 
Jnonocy tes as well as in neut rophil s ( and 7 - 10 1 , 
respec t i ve l y , of the levels detec t e d in t he parents or 
controls). Endogenous urir1ar y LTE4 re l ative to c r e atinir1e 
(nmol/mol ) was also found t o be abnor mally low in GSD ( 0.4 
compared to 15 - 46 i n pa r e nts and control s ) . Concl usions: 
CSD r epresents Lhe fi1·s l dcsc:.-itJcd d iso1<.h.:%· wi ll• 
:J yntllc s is of L'l' s a ncl m<lY serve C\B cl unique mod e l for Ll•e 
linkaye lletween L 'J' s yn thes i s and GSII me tabo lism i n vivo. 
Since c y stei nyl LT s may b e important for cell u l ar 
function s in the cen t r a l ne rvous sy s t e m, their im pa i red 
synthe s i s mi ght be involved i n the pathophysio logy of GSD . 
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11·beta·KETOTHIOLASE DEFICIENCY WITH OBSTRUCTIVE 
CARDIOMYOPATHY AND SPECIFIC MORPHOLOGICAL BRAIN 
DESTRUCTION. Volker Hesse. Hans·Josef Oohles. Adrian C . Sewell. l-le ike 
Forster . Werner Jantsch, Druce Middleton. Holgar Haberland. Departmcnl of 
Pediatrics Hospital Lichtenberg . Oerlin . and Un1v. of Frankfuri/Matn. Dept. of 
Palhology, Hospital Uchlenberg and Charita Berlin, Dept. of Biochemtsl ry, 
University of Nottingham . 
11·beta·kelothiolase def1ciency is a rare metabolic disorder. which requires 
further invest1gation. We report two brothers, 6 9/12 years (pat. 1) and 4 years 
(pat. 2). who suffered from a 11·B·Ketolhiolase deficiency (EG 2.3.1.9) wh ich 
was conf irmed by an elevaled 2·methy l·3-hydroxybutyr ic ac1d and LrJglyglyc1ne 
excrelion in the urine. Measuremenls of kelolytic enzyme activities tn libroblast 
extracts from mother and pat. 2 showed a low activtly of the short chain specific 
mitochondrial thiolase (C5fC4) 0.54 and 0.44 rsp .) . Bolh pat1en1s had 
delayed development. neuro logic al features (appall1c syndrome . pat. 1. and 
tetraparesis. pat. 2 respectively). sei zures and amauros1s wilh opt1cus atrophy 
and died in a metabol1c actdolic crisis after development of an obs(ruct1vo 
card1omyopalhy. Dostruclion in tho brain included tho parietal and OCCIPital 
cortex , v1sual cortex , putamen. caput nuclei caudati and claustrum . 
It is assumed lhat in I his family I here is a severe spec ific form of 11·beta· 
Ketothiolaso deficiency which affected also tho hoart metabolism CJI lhe 
children . 

GENERAL PAEDIATRICS 
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1'1AR-RELI\TED PO$T-TRAUMATIC :>TRES S t' I:>ORDErl 
Filiberto Donzelli, Veronika Lokar , Guido Morbin, Daniela 
Gabber, Carolina M. Barbazza , Vlasta Polojaz 
Venezia-Mestre Hosp i tal, Paediatric Divi s ion , and 
University of Padova, Paediatric Department 

Post-Traumatic Stress (PTSD) follows a 
psychologically tlistrcssinq c\'c:1t outside the t.:Gu a : human 
experienc e. Characteristic symptoms: re-experiencing the 
traumatic event, avoidance of stimuli associated with the 
event or nu mbing of general responsiveness and i ncreased 
arousal . Using semi-structured questionnaires, we studied 
background, war traumas and phyaica 1/psycho-cmotiona l 
rcu c t io ns in 16) Do nn i an oJnd JO Croatian refugee s (mainly 
mothers & children) in an Italian Red Cross camp . 
Adults: PTSD in most, with psychiatric relevanc e i n lG. 
Infan ts : csp. phys ica l ailments ( poor appetite; vomiting; 
colic; di a rrhoea; con s tipation; alterations in s le e p wake 
c ycle, mood, and development), all worse ning YJhen 
p zychologi c.Jl dis turba nce s in mothers increa s e d. Ch i l d ren 
>J y rs : frequent PT SD u ith in s omnia, r est less ness , 
r epe titi ve play, ps ychosomat ic s ymp t o ms. 
Ado lescents: PTSO with dcfc :1ce me c han i sms again s t anx iety 
( ra tionalis.Jti o n and idc.Jlisation) . Conclusio ns : i n fants 
bett e r d e fended from troumas provid i ng mothers a c t as a 
protec tive shield. rlcl casin9 tension through play often 
ine ffective in protect1ng Children. Ado lescents' 
idea lis a tion process tends to exaspe r a t e the 
c on t r appos ition be tween f riends and enemies, unde rm i ning 
their acnae of reality and their personal ident itv . 
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CIIA tlGES LN APNEA AND AUTORESUSC ITATLON LN PIG LE TS AFTER 
INTRAVENOUS AND INTRATECIIAL JNTERLEUK I N-10 I NJECTION. 
La ur i t z Stolt en b erg , To1n Su ndar , Runar Al maes, OlD D. 
s a ugstud. Dept . Pe d iatr. Re s . , I nst. o f Su rg ica l Res. 
Rikshospit u lct, Os lo, Norwa y . 
Recent res earch indicates t hat hy poxia p recede s deuth in 
app r ox imately 80% of the SJDS ca ses and that SI DS infants 
ha ve a st imulated immu ne system a t time of dea th . I t has 
b een sho wn in in f a nt s as well a s i n several exp erimenta l 
ilniJna l models , that CNS-matu r ity affects t he effecti venes s 
of It l1as been poctu l at e d tha t Il-lfi 

be: t he i nt e rmediary cuusi11q p rolonged sleep a p 11Ca a 11d 
SLDS durinq r espi r atory in f ections. To tes t this, 
days old pigl ets we r e given !l-IB intravenously (n=8) or 
intra t echa lly ( n=9) prior t o laryngea l stimul ation with 
Uli 5, an tlCJ Cnt lr.n own to ca use apn cu . The p roced ur e ""'t! Ei 

tested i n a contro l g r ou p (n=7). The duration o f the apnea 
Wd S recorded as well as t !1c nu mber of i n 2 
min following ap nea . Vulucs a re q i ven as me dian and 
intc r qua r tile range. 

0 u r <1 t i on o t i1 .Q.n.!l!!._U'> c c ) _ . . LL !TI j. 
Ctr . 12 (10- 13) 109 (39 -
I . V. 30 (27 - 52 ) "' 21 ( 7- 'iO) • 
I . Th . 2 6 ( 2 4 - 3 G) • 4 :-! l2l__:: ___ __ _____ ___ 
• p <O. Ol vs. Ctr. 
We concl ude tl1at i.v . a nd i.TI1. i11ject i o n of Il - 1f3 
tl1 c length of ap nea ilnd t l1c qu al i ty of 
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IIOW SHOULD WE ESTII.1ATE LIVER SIZE CLINICALLY? 

Cohn A. M1chie. Shade Adu. KJren Wild. R1cl1ard H:1mpsl1elf , D:1vid Hnrvey. 
Depar tment ol and Neon;J IJ I Med1c1ne. 
Medical Sclwol . Hammersmith Hospital. LON DON W12 ONN. 
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Paed1atric1ans ol ten estimale l1ve r size by palpaiJJ19 and percuSS111Q tlw li ver 
edge in tl1 e "9111 m1d·cl av icular l1ne (RMCL ). Th1s measure 1S awkwa rd JJ1 
children. ns determmat1on ol the RMCL is d,ll,cult · IS measurement of !he 
!t ve r edge moru accur.J to tn U1e rn td !wte? 20 c t11ldren aged butwcon 6 mo nths 
and 5 years we re exnm1ncd 'bl1nd' by 5 pract1sin1g cln1 c1ans on 3 separale 
occas1ons. We ob"erved poor repeatablity in the RMCL between 
observers ( 15%>2standard devtat1ons. SD). al tlwuglt thc length ol t11e 
sle rnum. w1th de f1 ned. bony analomtca l p01n1s. showed less variabil1ty 
(0.5%>2SD). Measuremenl 1n the mid l1ne showed gre ater repentabili ty 
be(wee n observers t11 an 1n t110 RMCL (4 '/o>2SD vs 8%>2SD). ESI1ma110n of 
th e upper edge of the l1 ve r by percussi on showed greate st variabilitiy 
( 15%>2 SD). Intra-observe r v<mation followed th e same pattern . Two children 
w11h c xacerba l,ons of ast l1m;:1 we re fo llowed by the examiners over 30 days: 
chonges in tho live r pos<\ IOn were more accurately docume nled by meosures 
mado in the m1d line. We concludo manuol measurement ol the hepar in 
tile midline in children under 5 1s more accurole lhan 111a1 in !he RMCL. 
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