
Be twee n 1983 and 199 0 we treated 53 patients for congenita l co mbined
immunodefice ncy by bone marrow trans plantation. 50 patients had scm
incl uding 5 wi th ADA defice ncy and 3 wit h Om enn sy ndrome, 2 were treated
for bare lymphocy te syndro me, two sibli ngs suffered from a functional T vcell
defect. The overall survival was 67 % with a mea n follow up o f 4.2 year s,
After HLA - ide ntica l transplantation 7/9 (77 .7 %) and after haploid entical
tra nsp lantation 29/45 (64.4 %) survived . Afte r hap loiden tical tran splantation
with T- cell depletion and with out pretransplant con ditioni ng , Gv HD occured
in 1/23 , a fter pretreatment wit h ATG in 1/5 and after co nditioning with busul­
fan and cyclophosph amide in 7117 pts.. Th ere was a slightly higher ea rly
mortality in pat ients with con ditionin g , bu t no di fferen ce in long time survi­
val. However conditioned pat ients had a benefit in respect to B - cell reco n­
stitution. The occurence o f maternally de rived lymp hoc ytes (40 % of pts.)
had no influence on survival. Th c out come o f all these patients see ms mainly
infl uenced by their cl inical state prio r to BMT .
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BONE MARROW TRANSPLANTATION IN CONGENITAL
IMMUNO DE FICEN CY STA TES - ULM EXPERIENCE

Wol fgan g Hartmann and Wilhelm Friedri ch spn. by En no
K1eihauer - Department of Pediatri cs, Unive rsit y of Ulm,
D7900 Ulm, Ger many

NEWBORN ERYTHROCYTES AREMORE RESISTE'.NT THAN

ADULT TO FREE RADICAL·MEDIATED DAMAGE CAUSED BY

104 LIPID EMULSION.
S Kljuchnikov, 0 Phkanen , K Raivio and S Andersson

- 4th Children's Hospital. Univ. of Moscow, USSR; a nd

Children's Hospital, Univ. of Helsinki, Helsinki. Finland .
Intrave nous lipid emulsions cont a ining polyunsaturaled fat a ro suscep tibe 10

lipid peroxldallon. and may Irlggor ce ll damage. We Incubat ed adult (A) or

term neona tal (N) e rythrocytes wilh 0.44 % (IL) In

pho sphate -buffer ed salin e tor 17 h. Hemolysis was 40.512 .1% in A a nd

22.4±1.3% in N (p<O.OOI) . MCV increased by 69.7% In A and 48.5% in N

(p<O.OOI). Glutathione (GS H) decr eased in A from 63.6t4 .7 to 21.6t4 .5

(66 .0 %) and In N from 61.1t5.9 to 25.7t5.0 mg/dl (57.9%}(cha nges

p<O.OOI ). Howeve r, malondialdehyde a nd conjuga ted dlenes were hlghor in N

(both p<O.OOl). Desfero xiamine or sodium et idron ale Inhibited the ellecls of

IL in both A and N. We conclude that despite higher lipid pero xidalion in the

me mbrane. Ihe newborn red cell is more res istant to Iree radical da mage

than thai of the adult.
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BONE K.RROW TRANSPLAN TAT iON fOR CHRONIC Gfi l,NUlOKATOU5 DISEASE Xlb,' .
" .K. Hanzienna, P. DI hrtolol1lt!o - . b. fq f . D. De /'l at t l ii,
6. Torl ooh no " f. Schet t ini ,
fl1 pu ti l enlo di Bio. ediclna dell 'EU ..tl d - f'edut rti:J 1
Un l'a'ers l U dl Ber i and I DIVISion.! dl th t<;.l oglil , Eat tedra dl
Osped.le Eivtle di Pescara, Univers i U dt lh lt't l - I t.l ly.

An 6 old boy affect ed by a rare for. of I r l mi ed Ehr cmc Branuloaat ous Disease (CGO)
and present cj tocbreee b underwl? nt successful bone He ro", tr ansplantation on 1989 In
Pesrara 13. 4 xlO" nucleated cells/Kg) frO I his b ,£>.I r (o ld his to£olpal lb lp s rste r
HlLA - ident ical and MlC neQa ti vel after a preconditi oning reguen of 8usJif.f.n 13.2:'
Ig/i.gJday for It oays l foll olfed by Cy clophosphall de 150 Ign qtday for '" daysL The patle l,l
Ifas preter ted by Isola tor ilnd by our decontall r...t ren prot ocol. Cyclospol lr,e 1M ;

ddl inl'ilered for 1, l onths and oral Acydov tr for 27lJ H ,'i. lhe cl inical c(Ju , se IIJS
uncoapl i rated and the boy sas enqraf ted pro,lpt ly WI th PHN counts norsal rzinq on dar t2B sud
the COIPlete reversal of neutrophi I func t 1on defect. tic shceed coep1ete
enqrat teent of donor ori gin at It l onths after BtH. Eighteen lonths .lite r &t1 T the bill st il l
cc.nti nues to be free of Infecti ons. In fJet NSl ..as alr i? adJ ;:j)i tt h e .lt the nmeth £I"d h
for ZYlOsan 19211 and for f'tlA t9UI. The O. generat ion !li th f Htl lleiS S.88 nto l/ lln/l O· cell s
and " i th ..as i3. tll 1I101/I in/ ltt' (ell 'i . Cytocnrol i.' b sllect ra shelled pea.s at 53(1,
sse nl 11. 81 ploIJl1r cell s) Ind .Ill his neutrophils SUlIWJ for cytochrill e b Dn the cell
sur face by usil1g 10110[looa1 ant ibodies 7D5 19BX l , EarlH!r dt tE' dlptS flf [tHT for CG Dby bone
l arr ow fro. relat ed or unre lated llono rs have fJ.llt?d either oeo use of <.; 10" los'> oi toe
graft and graJual detenor..tion in neutrophil fU b",cause of let hal Inf e.:t lvns
J.ndior 6vH disease. \Ie cQnclude th.t as lfel1 as In eGO l'b- . pf;o 'o" lIusl t descr lbeJ ";
IBorle "arroll Tr .lnspl ant 4. 695, 19a9i , a cOo1plete enq..aft l ent be
..Iso I n thlS rar e fon [ 6D l / bt . by gl li lt if ::.r ..

': UNICAL ANDGENETIC HETEROGENEITY OF RECESSIVE FORM

103 OF HEREDITARY SPHEROCYTOSIS.
A.lolascon,S.P..:rrou.a ,E.Miraglia del G iudice.L.Pinlo ami S.Cuti llo
Dcp;utmento fPediatr;cs - University of Naples (tt lly)

o.·spcc ltin sylllhcsis exceed s 8 by a faclor four (Hans pal,19M7). Thi s slaLemenl suggesLs

ilial a·spettnn dertdcncy would be evident only in the homozygous slalC.Agrc (I 982.K5)

'described cases of recessively inhe rited US char al:teriz ed by severe spcctrin

de ficie ncy and Iife·threatening hemolysis. Marchesi (1989) founded in 9 Qul of 20 of these

kindrcds an acidic shi ft of all domain . More rcceml y Forge t (1990 ) the

genomic DNA of these subjec ts demonsuated an Ala-Asp (G AT-GCn subs titut ion at

posiLion 972 of Q 4 sp. In order to assess cli nical findings of rllS and verify the linkage

wilh o4:ipecuin gene we studied II un relaled k.indreds of italian e)ltract ion , ch :lra(tc ril.cd

by affected propo situs WiLh hemaLologicully and biochemkally norllla l Two of
these had severe li S, whereas the remaining have a clinical picture of typical lIS. We

examined 3 polymorp hic siles (Xbal.Pv uJI,Mspl) founded in linkage diselluilibrium with

a ·sp gene (lioffman.t987)(302t-Et eDNA probewas given bycounesy of U.G.Forgcl).
In lhc informat ive fami lies rll S is assoc iaLcd with the following twplot ype X(+).P(·

),M(+) in three chromosomes and with ++-. -+. and ••• in three Olher s. '!lIe haplotype +-+

is the ma sLfrequ ent in normal populalion of ou r country. This finding suggests thc

helero geneity of mo lec ular defect at the a·gene level. Furtha morc ill Lwo cases the

haploty pe assigncmcnt LO the excl usion of a ·sp gene involvemellt. This suggcsts

thal the a ·spcc trin gene abnorma liLies co uldn't cause all rlt S.

HISH DOSES Of HUMN RECOftBINANT ERY THROPOIETIN IrHuEPOI ARE EffECTIVE IN
THE lREA1/IEHT Of AJjEftIA Of PREM1URIlY IAPI

105 Vir gi lio Carniel\i, Ro si1i a D.l Riol , 6rlizie l h hechell oJ Feli ce
Cantarutt i J SioY.lnni I\ontinl Departl ent of Prdiahi cs ,

I)r P4doVi, Yia 6lu'itini lni 3, PidtYl, Ihly.

rHuEPO has been preaviously used for lhe treillttent of AP llIi lh uncertain resul ts] dosages
blt ...n 10 and 300 IUI Kg /. .., h" l g. nerally hi I. d 10 reduce tn. . ..d for blood
tn.M.fusions i n pre. atuee inh nts , "tbough no u jor si de-effech we re shown. lie perfort ed
• pi III ,tudy to dmnstra t. Ihe safety and thl .fhe"y of higher dose; I110-3OO-bOO- 1200
IUltg /. ..k1 of rHuEPO . dlini,ler. d 10 preuture i nh nts . Only dose' of 1200 IUIKg /...,
)lere shown eff.ct ive to incrf i st the count j 'Ie descr ib e these d.t a. Patients:
Inclu'ion crileri. me: gesl.li onal .g. IGAGEI I.s, than 33 ...ks and birth •• ight 18W l
less tnan 1.75 kgj . d. ission to our intenslVI! cue unit. Group A: a preuture
infants II..n BW1.38tO.2b; GAGE 30.2t l. bl •• re given 1200 lU/Kg/...k in 3 doses ..d 20
Ig /Kg /..., .f iron. Group B: II preulurt inhn l. 18W I.J\10.2b; GAGE <I.bt2.11 " re used
as controls . Results: no side-, ffects of the tredtl ent , espKiill y for blood pressure.
.mite blood cell i nd platele t count. iliff 'h own. ft... . ft ruulh iliff 'ShDO in the table.

HUlber Re tri"fU'td Blood ...plod lI..n He! ft..n ret IC'
t rinslu,ion s 111!KgI 111/Kgl II I III

EPa 1.0tl.7 10129 20t23 IB.117.0 l .btO.3
t ON IR. 3. l!2. 2 IBm 27m 11.913.b l.b IO.1
P 0.019 o.m 0.21 0.0\8 0.0001
CONCLUS IONS: FrOI t hese prel il in.1ry data high d(l ses of rHuEPO .1nd i ron iupplet enh ho n are
eHeel in i n reducing the nUl ber of blood lrlndusions i n preu tuft inhfth.

EFFECT OF RECOMBIN AN T HU MAN ERYTHROPOIETi N (EPO) IN
PREMATURE NEO N ATES: PRELIMINAR Y RE>U l TS OF A DO U BLE
BLIN D CON TRO L TRIAL

106 Vas ilik i Sou ba-sit George Kr emen opoulos, C haido Tsa nta li.
So t iri a Mast r ogian ni. George Kyri Jk ides . Dimi( ris T sa ki r is.
(sp n. by Dim itris Anagnostakis) - De pa rt me nt of N e o natolo gy,
Un iversit y of Thessalo niki, S46 22 Th e ssJl on iki. Greece

We inve stig:u c d w he the r p re ventJ. ti ve tr eJ.tment with higher doses of EPO
in t he prema tu re neo nat es is sa fe ;\nd re d uces th e need for t r ansfu sion. 20
infants we re ran domize d CO an EPO (n: 12,BW: I 176 ± 234g.G A:28.2 ± 2.2w)
and a co ntr ol gro up (n: B. BW: 1232±)39g. GA: 29.3 ± 1.6w ). EPO
150U/kg w as given S.c. ever y 3rd da y for 6w early from the Isc w of life
and iron 3mg;kg/d Irorn d ay 14.The 2 group' were similar (BW. GA. clin ica l
status) . Dur ing t he 6 w of ther ap y wi th EPO . th e r e we re no differences
b('( w e e n co m r o l and EPO grou ps in H{ , Hb. lotal le ukocyte s, ne utrorils.
HbF. t r ansfusio n r cq uire m e nts,mo rt a lity o r morbitid y. Retic ulocy tes and
t hr ombocytes we re increase d fro m the )rd w and se r u m fe r ritin dec re ased
from the 6 th w of EPG tr CJt men t co m pared t o con cro l group ( table) .

pr e-EPO 2nd w 4th w 6th w
Reti culocyte, EPO 12 ± 4.8 1.37 ± I 3.3 ± 1,7 5,6 ± 1.6 p <o. ool

control 8.9 ± 4 1.36 ± 1.3 1.8 ± 1.9 I.H± 1.1
Thrombocyte, EPO 216 ± 50 J25± 120 369±69 463± 97 p <o .oS

co nt rol 269 ± 69 262 ± 166 213± 116 290± 143
Fer r icin EPO 196±221 273 ± 80 284 ± 147 200± 193 ( 0 . 0 ;

conerol 2 10 ± 67 181 ±85 335 ± 122 547±279 P

In con cl us io n EPO administration o f )00 U/ kg/w appea rs to be safe .
Ho w e ve r . a lth ough t he nee d fo r tr ansfu sio n was no t r ed u ce d th e
r e t icu locyt e prod uc t ion w as sig nifica nt ly inc r e ased .
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