
Between 1983 and 1990 we treated 53 patients for congenital co mbined
immu node ficency by bone marrow transplan tation . SO patients had scm
including 5 with ADA deficency and 3 with Omenn syndrom e, 2 were treated
for bare lymphocyte syndrome, two siblings suffered from a functional T-cell
defect. Th e overall surviv al was 57 % with a mean follow up of 4 .2 year s.
After HLA - identical transplam..tion 7/9 (77. 7%) and after haploidentical
tra nsplantati on 29/ 45 (64.4%) survived . After haploident ica1 transplantat ion
with T - cell deplet ion and without pret ransplant conditi on ing, GvHD occ ured
in 1123, a fter pretreatment with ATG in 1/5 and after condition ing with busul
fan and cyclop hosphamide in 7117 pts. . There was a slightly highe r ea rly
mor tality in patients with condi tioning , but no difference in long time survi
val. Howe ver conditioned patients had a benefit in respect to B - cell recon
stitutio n. The occurence of maternall y der ived lymphocytes (40 % of pts. )
had no influence on survival. The outcome of all these patients seems mainly
influenced by their clinical state prio r to DMT.
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BONE MARR OW TRA NSPLANTATION IN CONG EN IT AL
IMMUNODEFICENCY STATES - ULM EXPERIENCE

Wolfgang Hartm ann and Wilhelm Fried rich spn. by Enno
Kleihauer - Departm ent of Pediatric s, University of Ulm,
D7900 Ulm, Germany

NEWBORN ERYTHROCYTES ARE RESlSTF.NT THAN
ADULT TO FREERADICAl·MEDIATED DAMAGE CAUSED BY

104 LIPID EMULSION .
S Kljuchnikov, 0 Pitk3nen. K Raivio and S Andersson
• 41hChildren's Hospital. Univ. 01 Moscow. USSR; and

Children's Hospital, Univ. 01 Helsinki. Helsinki. Finland.
Intravenous lipid emulsions conta ining polyunsaturated fat are s usceptibe 10

lipid peroxidatlon, and may Iriggor cell damag e. We Incubated adult (A) or

term neonatal (N) erythrocytes with 0.44 % (Ill In

phosphale-buffered saline for 17 h. Hemolysis was 40.512.1% in A and

22.411.3% in N (p<O.OOl). MCV incroased by 69.7% in A and 48.5% in N

(p<O.OOl). Glutathione (GSH) decre ased in A Irom 63.614.7 to 21.614 .5

(66.0 %J and in N from 61.115.9 10 25.715 .0 mg/dl (57.9%)(chang es
p<O.OOl) . However. malondialdehylle and conjugated dlenes were higher in N

(bolh p<O.OO 1). Desleroxiamine or sodium elidronale Inhibiled Ihe effects of
IL in both A and N. We conclude that desp ite higher lipid peroxidation in the
membrane . the newborn red cell is more res istant to Iree radical damag e
than that of the adult.
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80NE "ARROW TR ANsrl ANTAltONfUi CNRONICG,ANUl O", TOU5 OISERS E li b:.
1t.1t. r1Jnzionna. P. Di ba:rtuluee" I , b. r'l b: fli )a c. I , D. De tlattlil ,
6. l orl onhno I t r. Schet t i ni ,
Ihpar ti unto di Bioudu in. dell ' [U E\uh.hd - [hnlrd F'l?du to i"J I
Unlvr'fSI U dl &u i ,lnd , DU lfi l on'l! dl fl .)l Ct l ogld'l Cdttedf d dl

C1"/lIe dl Pesrara, Un iyerSIU .:1 1 Lhl ftl - It.l t y.

An eyear old boy affe cted by • rare for. of Ihremc Granulo. atnu:. Dlst'J'ie ((liDl
oi rld present b underwent successful bone Ur( Olor t r ansplantat icn on in
Pescu o1 xloe nucleated cells /Kq) frD. his b (lid hisloco. pahb le 5151t'r
Itll A· ldfnt lcal <l nd til e negatlvel o1 Her 01 prfcondl tl onlnq rfq uen of BusJif",n 13. 2}
Iq"' g/day f or It lIays ) fol losed by CrclophCo sphal lde t50 f Co r it ddYS ! . lhe eut
lI ilS preter ted by lAf Isola tor ana b, our derontaematr cn prctorc l . Cyclospol lne
ad. inisle red for 12 aonths and oral for 270 lbe rl iniral ccurse IU S

unCOJpli cated and the boy Wo1S engr<lf h ll proolp tl y IiIlth P'Uri or. d;t) t2S 31lll
Ihe co. plete reversal of neutrophil function defl!'ct . shceed cOJplpte
enqro1f h ent of donor ori gin at \ . onths af ter eKI. Eightff n ecnths af Ier BtU the blli' s ti l l
cont inues to be fr ee of Infecti ons . In fu t Hal ",as alreadl ;:ai l l i ote al the nl neth sonth
for Zy.osi n (921) and for PhA (9IU . The O. genlf .ltion til th rrtr. ....5 S.86 nlol/ .in/ IO· rel ls
and with f"LA 'Il iS l3. 01 nl oll lin/I06 cell s. CytDcnroae b soe( tra sM..ed peal s at 428, 53{' ,
$56 n. I7.BI cells ) and all bls SU l lIt' '] for ( ytochrole b 0 0 the cel l
surfice by usi nq . onocl olld alltib odlec;7DS (98Xi, Ear h er .. (If BtH for CtiD1;'( bor.e
l arr o'll fro. rela ted or unrela ted lIonorc; hi ve f l ttler of 'ilol'l of lne
graft and qrd.i1u .l1 in neutrophi l funch vll or b... ( oi USe of leth..1
andlor 6vH disease. We conclude that oI S )jel l as In CGD X1 b- , desulbeJ b; us
180ne Kd.rrow Transplolnt 4, b95, 1989; , a coaplptp neutrophli eflg:oIftteot '::,)11 be ..Lhl..... t.>d
d.lso In tnis rare fora CGD I1bt . S·J ?PO I bl' 01 glint H.t!.F:.S. T. .

'.'I.INICAL AND GENETIC HETEROGENEITY OF RECESSIVE FORM

103 OF HEREDITARYSPHEROCYTOSIS.
del Giudice,L.Pinto and S.Culilio

Dcp;l!UTlC nl of Pediatrics . Universi.y of Naples (lolly)
a -spcclI in synthesis 8 by a factor four (Hanspal.19li7). l 11is stalemt.:nl suggests

th:Jl a ·spcclrin deficiency wou1d evident only in the homol.ygous state. Agre (1982.M5)

'descr ibed cases of recessively inheritcll HS charactc rized by severe spcclrin

dclick ncy and lifc-thrcat.ening hemolysis. Marchesi (1989) founded in') out of 20 of thcse

kindrcds an acidic shift of all lIomain. More rccemly ForgcL(1990 ) the

genom ic DNA of lhesc subjccLs demooslI3Lcd an Ala·Asp (GAT·Gel) subsliuuion at

posiLion 972 of a ·sp. In order lo assess c linical findings of rBS and vaify the linkagc

with a ·sp.:.t:lIin gene we studied II unrelated kindrcds of italian cXIr-.lCtioll. characlcril.el1

by affectcd propos itus with hcmatologically and biochcmit.:a lly norlllJ I p;ucnLS. Two of

lhesc hat.! severe li S. whereas the rem:Jilling have a clinical picture ()!" lypical llS. We

examined 3 polymorphic silcs (Xba l,PvulI .Mspl) founded in linb gc diSCt.J.uilibrium with

,, ·sp gene (ltoffm:ul.19G7)(30 21-Et eDNA probe was given by Clluncsy of Il.G.Forgc.).
In lhe informat ive fam ilies diS is associa ted with lhe following h;:llliotypc X(+),P(

).M(+) in three chromosomes and wilh ++-. -+. and --- in three olhers. -Ille haplotype +-+
is the most frequem in normal population of our coun uy _Th is finding suggcsts the

heterogeneity of molecu lar dd c<:t <It the a -gene level. Furthcrmo re in two cases the

haplOlypc assignemcill allows liJ the exclusion of Q·sp gene involv<:meili. TIlis suggcsLs

mat the o.-spcclIin gene abnormalitie s couldn't cause all rliS .

1116HDOSES Of NUftAN RECOftB INANT ERYIHRO PO IEIIN (rHuEPO) ARE HfECItYE IN
!HE TREAlllEHI OF AHEftlA Of PREftATURtTY (API

105 Virg ilio Cu niell i. R05ilia D1 Rioll Sru iell i luchtllo, Felice
Canhrult i, 6i oYinni Kontln i Dep tlrtae nt of P,dl<lt r ics,
Univ,ni ty o( P. dOVl , Vi. 61us taniani 3, hdni l llily.

rHuEPO tillS been preniousl1 used for the truhenl of AP 'Ilith unurhia results; dO Siges
blh••n 10 ond 300 IU/Kg/... t h..o gOlll!rdly fl ilod to roduco tho nood for blood
tr.nsfusions in preuture infants, dthough no n ior side-effech were shown. We perf orted
• piIII ,tudy 10 dm"l"t. Ihe ..lt ly ond thl oll icuy of higher do'" (110-300-.00- 1200
lUltg ,. .. t1 of rHuEPO . dli ni,tored 10 preut ure inhnls. Only doso' of 1200 IUIKgI...t
we re shun ,fflct ive to inere. sf tht ret iculocyte Cluntj Iff descr ibe these d.h . Patients :
Inclus ion criteri. were: ge!ttation.l .ge l6A&£1 Ins Uan 33 weeks bi rth .e ight leW)
Itss 1.75 Kgj to our neondil intenSiiv, cue unit. Gr oup A: 8 preut uu
inh nl ' I.... 8W1.3810./. ; GAGE 30.1!! •• 1 .er. given 1200 IU/Kg /...k in 3 doses and 20
eq/ Kg /...k 01 iron. 6roup 8: II prou turo intinls 18W l. 3\!0. 2.; GAGE 29•• mo u"d
<IS contr ols. Result s: no side-,ff,cts Df tbe hutleDt. fspecidly for blood prrs5ure,
Ilh ite bloDd cell Ind ph telet CO UB\, . Ire ' bown. ftiift rlSulh arf sbuQ in tbe table.

HUlbor Rt I""fu"d 8100d , ..ph d lie.. Hel ftu n " I",
t"..fu,io.. (II/ Kg) II I/ Kg) III III

EPO l. 0!!.7 Ibl29 20123 18.1!7.0 1••10.3
CONTR. 3.t!1.2 \8!3\ 17m 11.m.. 1••10.1
p 0.019 0.023 0.21 0.0\8 0.0001
CONCLUSIONS: Fru these prelilinuy dat.. high doses Df rHuEPOand iron supple.en tation are
effe ctive in reducing thi nu.ber of blood trinsfusions in preliture inhn',.

EFFECT O F RECOMBINANT HUMAN ERYTHRO PO IETIN (EPO ) IN
PREMATU RE NEON ATES, PREliMI NARY RESULTS O f A DOU BLE
Bli ND CONTROL TRIAL

106 Vasiliki SOUb3Si. George Kreme no po ulos, C haido Tsan u. li.
So ti ri.J Mast rogi3nn i. George Kyriakides. Di m it r is Tsa kir is.
(sp n. by Dim itris Anagnos takis) - De partme nt o f N eonat ology,
U nivc r si(y o f Th essaloniki, 54 6 22 Th essalon iki . Gr e ece

W e invest igated w hether preventJti"e trC J.tm ent wi th h ighe r doses o f EPO
in the pr em J.tur e ne onates is safe and r ed uce s the need for tr ansfus io n. 20
inb n" we r e randomized to .n EPa (n: 12.B W : 117b ± 234g.GA:28 .2 ± 2.2w)
an d . co nt ro l grou p (n' 8. BW: 1232:1;23 9g. GA: 29 .3 ± I .b w ). EPa
ISOU/ kg wa s give n s.c. c vc ry 3rd d ay for 6w carl y fro m the 1st w of life
and iro n 3mg!kg/d from d. y 14.T he 2 gr o ups were simi!>r (BW .GA. clini cal
st atus) . D urin g th e 6 w o f th e ra py wit h EPO . th er e were no diffe r en ces
betwee n co nt ro l and EPO grou ps in H t , Hb, tot al le u kocytes. neutrof ils.
Hb F. t r an sfusio n r equ ireme nt s.mo r ta lity o r rno rb it idy . He t iculocy tcs and
[hro m bocytes we r e incr e ase d fro m the Jr d wand se ru m fc r ri(in decre a.sed
from [he 6th w o f EPO trea t me nt compJ.rcd to con t ro l gro u p (t abl e ).

pre· Epa 2 nd w 4th w br h w
Reticulocy .es EPa 12 ± 4.8 1.37 ± I 3.3 ± 1,7 S.b ± I .b p < o. o ol

control 8 .9 ± 4 1.3b ± 1.3 1.8 ± 1.9 1.25± 1. 1
Th rom bocy. e s EPa 2 1b ± 50 325 ± 120 3b9 ± b9 4b3 ± 97 1'<0 .0'

con t rol 2b9±b9 2b2 ±lbb 213±lIb 290± t 43
f errit in EPa 19b ± 221 273±80 284± 147 200± 193 (0.0 '

cont rol 2 10± b7 18 1 ±85 335± 122 547± 279 ?
In co ncl usio n EPO adm inlst r :n io n of 300 Ulkg/w ap pea rs to be safe .
Ho wever . although che ne e d fo r tra.nsfusion w as not redu ced th e
reticu locy te production was sig nificant ly inc reased.

645


	103: CLINICAL AND GENETIC HETEROGENEITY OF RECESSIVE FORM OF HEREDITARY SPHEROCYTOSIS.

