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H ooteonéipowon anotenei ondvia KANPOVOMIKA
V600 TOL OKENETOV, MOV XAapakrinpizeralr and diatapaxn
otn Nerrovpyia 1OV OCTEOKAACIAOV KAl OINV Mnapaymyn
vnepoe18dong ané ta Aevkokvmiapa.! H ooteokhaotikni
Suoheitovpyia obnyel 0g yevikELPEUN OCTEOKARPLYVON,
rnov €xe1 wg anoréneopa Svonemrovpyia Tov pveNoy Kai
TOL AVOOoOMNoINTIKOY CLOTAPAIOG, Kardypdrd Kal
vevpoloyikég Siatapax£€g.? Yndpxovv Hop@Eg mov
spavizovtar vepic Kair €xouvv Bapid npdyvwon kai
HOPPEG oL spgavizovial apydrepa Kal £XoLv Kanstepn
npéyvmon.® H cuxvdéinta tng autocmwpatkig emyparos-
oag popeng avépxerar os 1:100.000, evedd n karondbng
efval mo ondvia kar €xouvv nepiypagei pExpl t@dpa
nepinov 100 nepimooeis.? v EAAnvikna BiBA1o-ypagia
éxel avagepbei péxpr oripepa pévo pia nepinrmwon
KrakoriBouvg ooteonérpwong, and tovg KaBazapdkn xai
ouv.® [eprypdgetar nepintwon kKakoROovg ooTEONETP®-
ong, pe npdpn vapén, Mov AVIPEI®IIOINKE UE
vrnod4pia xopnynon avacLVSLACUEVNG Y-IVIEPPEPAVNG.
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MEPITPA®H MEPINTQXEQX

[pdéketar yia ayépi tedsidunvo, np@dto naidi @aivorvmyd
VYIAV yovEmv pe ovyygvela Ssutépov Babpov, nov yevvribnke
HE  QUOIOAOYIKS
npoBAnpara, pe Bdpog yévunong 2.850 g. Metd n yévvnon

TOKETS, Mpetd and eyKvpoolvn Xwpig
ep@auics p€rpla vnepxonepuBpivaipia, n onoia AVIPEI®-
niotnke pe @oroBepaneia. And v KAWIKGA e§étaon Siamord-
Onke 161 n Brap&n veoyindv odSviwv, o1 ornofol Kail agaipg-
Onkav. Ze nAikia §€ka npep@dv vIOBARONKE Og XEIPOLPYIKNA
S1dvoi€n tpaxnAikoV anootiparog, nov Snpiovpynbnke petd
NV agaipeon 1wV veoyINov 086viwv. Kard toug 6o npdrovg
prAveg ™G z®NAg TOL mnapovoiaze OLXVEG NOINADEEIS TOUL
AVATEPOL AVAIVELOTIKOU, €ne1oédia yaorpeviepiundag kai
enipovn oropariuda.

Ze nhikia 8Vo pnvedv sionxbn ommv KAwvikAd pag yia
Sigpevvnon avaipiag kalr nnaroonAnvopeyaniag, nov Siami-
otdOnkav toxaia oe naibiarpiki e€étaon povrtivag. Kard v
£10ay®YN, AVIIKEIPMEVIKA Mapovoiaze mxpdtntd, PIKPOKs@ania
EO) pe
npoe€éxov péiwno, vrnoAsinépsvn oopatki avdnroén (Bdpog

(mepiperpog  kepanrig=10n  ekarootiaia O€on,
Kal Byog oodparog <3n EO), pviki cupedpnon, nnatoonin-
vopeyania, ouVeXelg eKKPEPOEIBEIG KIVACEIS Toov opBanpdv,
HE KSpeg o pudpiaon Kal pe vobpn aviibpaon oto ewg.

Andé tov aiparoNoyikS €neyxo SiamoradOnke Bapid avaipia
(Hb 5,7 g/dL, Hct 17,6%) rai BpopBonevia (aiponerdiia
13000/mm?®). H popgonoyia tov epubpdv €8eie avicokut-
Tdpwon, MOIKINOKLTIAP®ON, MUKVOKLTIAP®ON Kal SAKPLOKULI-
1dpwon. To nocootd twv SikrvoepuvBpokuttdpwvy ritav avén-
(11,4%). H
(G6PD) ritav guoionoyikii Kalr n dpeon kai §upeon eétaon

Hévo YNAULKOZO-6-@wo@opikn  SebSpoyevdon
Coombs nrrav apvntkég. O apiBudg twv AsLKOKULITAPpWYV
KUPAIVSTav ota @uolohoyikd yia tv niikia épia (12.100/mm3),
£VA 0 NELVKOKUTTIAPIKAG TUog ritav nabohoyikég (moAvpop@o-
népnva 29%, nepgokvrapa 35%, povonvpnva 4%, nwovs-
@1na 6%, paBSonvpnva 6%, pvenokvrtapa 6%, PETAPULEAOKGT-
tapa 4%, npopvedokvriapa 4%). Ané to Bioxnuiké €heyxo
Bp€Bnke av€non tng Tiprig tng AAKANIKNG @wogardong (1.386
U/L), tng yahakuknig eb8poyevdong (LDH 1824 U/L), tng y-
yhovtapvd-tpavogepdong (v-GT 96 U/L) kai tng ofanoeiknig
1pavoapivdong (SGOT 62 U/L). O1 upég tov aoBeortiov (7,8
mg/dL) ka1 tov ewopspov (1,3 mg/dL) ritav eAaTtoUEVES, EVED
n upn g napaboppdvng ritav onpavurd avénpgvn (2844
pa/mL). O1 upég twv agpiov tov aiparog nrav @uoloNoyiKEg. O
€heyxog y1a ovyyeveig Nolpdelg, yia nnatiuda B kar C kat yia
peraBonikd vooripara ritav apvntkég. H npoondBeia yia Aripn
pouenot 8ev anédwoe (oteyvdg, ddeiog puendg). Andé tov
avoooNoyikS €heyxo Bp€bnke ehdriwon tov nocootol ofei-
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Swong tng S1wdpopodapivng (DHR 123), nov endyxel v
evBokuttdpia pikpoBiokrovia.

O aktvonoyikds €nsyxog €6g1§e cvvoNikn avénon tng
MUKVAINTAG TOV HAKP@V OOTAV, TV ONOVOLAIKOV OOUAT®V,
TV NAELPAOV Kal Tng Bdong touv Kpaviov, evd o1 pera@uoslg
IOV HAKPAV OOT@OV ATAV AVAOUANAEG, HE PAK®OSN gR@Avion Kal
aneikévion 81a@avadv  ypappdv, evpnpara  ocvpBard pe
ooteonérpmon (eikéveg 1, 2). Zro omvOnpoypdenpa tov
ooty Bp€bnke LYNANR CLYKEVIPWON TOL pPadio@apudkov,
181aftepa ota pakpd ootd twv KAtw drpwv, KLPIKG OTIg
MePIOXES TV PETAPUOosmV, KaB®dG Kal otg NAsLpES Kal ora
ootd tov onAaxvikob Kpaviov. O vnepnxoypa@ikGeg €Neyxog
0V eykRepdhov €8s enagppd 8idraon 1oL  KOIAIAKOU
OLOTAHATOG KAl TOL LIIAPAXVOEISOUE XDOPOL, EVE N HAYVNTIKA
Topoypagia eyke@dnov Siebpuvon 1wV OXICP®V Tov Sylvius
KAl TV aLAdRK®OV Touv petwmiaiov noBov, SianAdruvon kai
ndxvvon g S1InASNG TwV 0CTAOV TOL KPAviov. IOV LIIEPNXO-
ypPa@IkS €heyxo ng Kowiag Siamordbnke nnaroonAnvo-
peyania. Ta onmikd nporAntd Svvapikd Sev katéypaypav kapia
Kuparopop@n (té@Awon), Ta akovotikd npokAntd Suvapikd
€6e1i€av nepipepikol 18nov npooBonri kar n BuBookdnnon
mbavii vnonAaocia tov ontkol vebpov. Ta kKAWIKG kai ta

Eikdva 1. Akuvoypagia pakpdv oot@v kdre drpwv, érnov @aiveral n

ad€non g OOoTIKKAG MUKRVAINTAG, VA 01 PUETa@UoEel§ efval aVOUANES He
PAK®SN ep@dvion Kai Pe aneikévion S1apavayv ypapp@v.
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Eikéva 2. Axuvoypagia kpaviov, dnov @aiverar xapakmnpiotukd n

ad€non g 0oTIKAG MUKVATNTAG.

supripara and 1oV axkivoNoyikS €Aeyxo Kal 1o omvOnpoypd-
@npa twv oot@dv €6socav t Sidyvwon, n onoia emBeBaidOnke
10tonoyIKd pe t Biowia ootol, ornv onoia BpéBnkav naxigg
ootsiveg S0kribeg pe eotieg aoBeoronoinong kar avénpgvo
ap1bus ootsoBhactav.

H Bepansvtiki aviperdmon apxikd Atav CUUMIOUATIKA,
HE XOPAYNON CLUMNUVKVOUEVOV £pLOp@V Kal alponsraniov,
yALKOVIKOU aoBeotiov kal @wo@dpov. And tnv nAikia tov
IPIDOV HNVAV N VEOOS AVIIHEIMITIONKE pe bnoddpia xoprynon
wrep@epdvng-y og 6Son 1,5 pg/kg 1psig @opég tnv eBSoudda,
He KaAn aviandkpion écov agopd v aigonoinon (avénon
0V ap1Bpoy 1wV alponeraniov, pHeiwon g cvxvdIntag TV
petayyicemv), TNV OooTIKA anoppdenon (Mtdon g TPNAG Tng
ANKAAIKNAG QOOPATAoNg) KAl TN AEIToLpyid TV AEVKOKLTIAP OV
(neiwon g ovxvdtntag v Aolpdsemwv). H nnatoonanvo-
peyadia mnapg€peve, €V® N OWUATIKA KAl  PUXOKIVNTIKA
avdmruén vnoAsmdtav. e nAikia €61 pnvdv tornoBembnke
yaotpoortopia, yiari n oftion and to ordépd N Pe PIvoyacIPIKG
kabBstripa ritav advarn kar n avdmruén e§akonovBbotvos va
vnoAeinetal, napampnibnke JSuwg BeAtimon g  PIVIKAG
ovpedpnong Kar pikpn BeAtimon tng Spaong. ‘Eva pniva
apydtepa to naidi aneBionoe perd and svkaipiakn Aoipmén Kai
onypaipia.

ZXOAIO

H ooteonéipwon Siakpiveral os 6 poppgg, obupnva
pe tov McKusick: (a) avtoompankni emkparntikni, tOrnog
[II (rkaporiBng, JSyiun £€vapén), (B) avroompatkn
vnoAeindpevn, tonog I (kakondng, npdipn gvapén), (v)
ArIa AvTooUATIKA vHOAsNSPevn, (8) Bavarnedpog, (&)
OOTEONEIP®ON HPE VEPPIKNA 0mANVAPIAKN o€mon ASyw
avendpkelag kapBovikrig avudpdong kai (ot) ooteo-
néipwon kai Bpeikn vevpoafovikrn Svorpogia.® H
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KAIVIKN €1KGva 1oL acBevoig pag, aAnd kai n nopeia ing
véoov, kartatdooouv tnv ndbnon tov omnv Kaxkorion
HOpP®N NG OOTEonEIpmong. XInV MAEIoVSTNTd TV
naibidv pe Karkonbn ooteongipmwon €xel Bpebel avena-
PRAG mapaymyn vnepofeibiov and ta @ayorvrrapa
(ovbetepdpina, HOVOKUTIAPdA, OOTEOKNACIES), OULOIEG
rnov Bewpovivial anapafinieg yia mv anoppd@non 1ov
ooteocibols. H 8Siatapaxnn omn  Aertovpyia 1w
o0teoKNAoIdV 0dnyel ornv eAAInA anoppd@non TOv
ooteoe180U¢ Kal otn Snuiovpyia CKANPOIIKOV 00TAV, UE
anotéNeopd Tn OréVmon TV IPNUAT®OV TOV KPAVIAKOY
vebpov Kal v e€dAsipn g HULENIKAG KOoIASINTIAG.
Yuvéneleg towv napandve amnorsnodv n  avdpain
avdnhaon 1oV ootdv, n AsvkoepuvBpoBiactiki avaipia,
n e§wpvenikiA gpvBponoinon, n avoolakn avendpkelq,
o1 8iatapax£g NG akoNig Kai tng épaong, ta Kardypara,
n kaBuvorépnon g avdmruéng Kalr o1 VELPONOYIKEG
Siatapaxég. %7 E€annov, n edamtopgvn napayoyi tov
vrnepoeibiov and ta AeLKOKUTIApa, nov naparnpeftat
otovg acBbeveig pe KaxkonBn oorteon€ipwon, €Xel WG
anoténeopa avoocoavendpreia avdnoyn, annd nyStepo
ooBapni and avti Ing Xxpoviag KOKKIOHATdSoug véoov.?

H perapdoxevon pusnot tov ootdv (MMO) anotenei
n pdvn anoteAsopankni Bepansia péxpl oripepa kai n
npoéyvmon Ing véoouv oxetizetar dueca pe tnv naikia
perapéoxevong. #4111 Ogpansvtikd  oxhdpara pe -
wrep@epovn, kanompiénin 1 1la-OH-Birapivn Dy oe
peydneg 8Soe1g, napdyovia S1€yepong TV HAKPOPAY®mY
(M-CSF), npebvizonévn rar Siarta mwxn o acBgotio
KAl MAovold Ot @®OPOpo €xouvv Sokipaotel PExpl
onfpepa, pe kKadd anotedéopara.?>71-14 O KaBaza-
pdRNG KAl oLV MeEPIYPAQPOLY MEPIMI®ON KAKONOovLg
OOTEONEIPM®ONG MOV AVIIHEIMIIIOTNKE PE TN XOpNynon
1la-OH-Bitapivng D, npedvizéung kar Siaita xapning
nepiektkdintag o aoBéotio, xwpic  181aitepn
AKTIVOAOVIKA Kdl AlgatoNoyIKh aviandkpion, mbavdg
ASyw TOL MIKpoU Siacthipartog tng BOepansiag.’ H
Oeparievuiki avrperdnon oo 81KG pag acbevri ritav
ApxIKd CLUMTEUATIKA (CLUNMULVKVEPEVA pLBpPd, aiporie-
1dAla, yALKOVIKG aoBgotio Kalr  @wo@dpog)  Kal
akonoUBOnoe Bepaneia pe wieppepdvn, €V avapovii
avebpeong ovpBarot 84tn yia perapéoxevon PLENOD.

H wreppepdun-y npodyel tnv napaywmyn vrnepogel-
Simv and ta NeLKOKUTIApA KAl TOUG OOTEOKNAOTEG, HE
anoténeopa BeAtimon ng Asitovpyiag TV NEVKOKUI-
1dpwv, anoppd@non tov ooteos1bolg Kal BeAtimon tng
AIPOMNOINTIKAG Kal VELPONOVIKRGS Asitovpyiag.”!! Tpd-
yuar, o1 Key et al nepigypaypav 14 acBeveig pe Bapid
ooteonéipmon, nov vnoBAnOnkav oe Oepansia pe
vno8opia €yxvon avacuvvSuvacpgung IVTEPPEPSVNG-y-1b
Tovndxiorov yia €81 uriveg. “Eviera and tovg 14 napov-
ofacav peydnn Bedtimon yia Sidotnpa 18 pnvadv. Ta
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anotenéopara £€6si§av addnon g OOCTIKAG enavap-
pdenong kai BeAtiovon Tng AIPOINOINTIKAG KAl TNG AEVKO-
KUTIAPIKNAG Asitovpyiag (peiwon tng ouvxvdintag twv
AopdSewv katd 96%) .1

2V nepintoon nov nepiypd@ovue, n Bepansuiiki
QUTIPETIDMIOoON PE T Xopnynon avacuvduacpgvng IVie-
peepdung-y sixe Kand anorsdéopara éoov agopd tnv
aiponoinon (avénon tov apiBpol 1wV alponsraNiov,
peimon NG oLXVOINTAG TV HEIAYYIoE®V), TNV OCTIKA
anoppdenon (Mrdon NG TPAG TNG ANKANIKAG @®Oo@a-
1dong) Kai tn AsiIrovpyia 1wV NAEVKORLTIAP®V (Heimon Tng
oLXVAINTAg TV NOIPGEE®Y). Q¢ MPog tn xopriynon 1ov
M-CSF, napamnpriceig oe neipaparézeoa £6si§av Benti-
®ON TNG AIPATONOYIKNG €1KGVaAg Kal BeAtimon tng avdrirv-
&€ng.” O1 Meletis et al avagépouv nepimmwon enrvxovg
QUTIPETONOoNS Kanornboug ooteonsipmong TOrouv evriAika
HE TN Xopnynon oOreposiddv Kal avacuvSuvaopgvng
avBpdmung epvBponointivng (rtHUEPO), nov eixav wg
anoténeopa tn 816pOwon 1600 tng avaipiag oo Kai g
OpopBoneviag.®®

O1 napandve Oepanevtikég Suvardinteg Sivouvv
kdnolieg enmideg orovg acBeveig, KLpiwg yia napdraon
g emBimong péxpl v avebpeon cvpBarot 8dtn yia
MMO, yiati xwpig avt o1 mBavdinieg emBiwong efval
nepiopiopéveg. ! Ipv ané v epappoyn obyxpovmv
OepansvukdV pebé8wv n npdyvwon tng véoov nrav
kakn. [TiBavdéinta emBiwong péxpt tov 30 xpdvo 1ng
ZowNg eu@duize pévo 1o 10-30% twv nacxéviwv. !
2nipepa, pe tn olyXpovn AVIIHEIDMION, N NPpSyvmon €xel
BenuwBei kar oxerizetar dueca pe v nAikia perapd-

0X8U01‘1g.4‘6'8'10'“

[Npoyevuntiki 8idyvwon thg KakornBouvg pop@nig o-
oteongrpoong (ténog I) pnopef va yivel aktvonoyikd, o
afidmorog Suwg mnpoyevvnikds €neyxog Baoizerar os
poplakég pebddoug, spdoov eivar yvowornn n 6éon tov
avrtiotoixov yovibiov oro 11ql2-13 kai e@doov €xel

Bpebei yevenkn obuSeon otn cuykekpipuévn oikoyéveia. ¢

ABSTRACT

Infantile type malignant osteopetrosis
E.S. HATZIPANTELIS,! N. GOMBAKIS,! V. DOULIOGLOU,!
M. BANTOURAKI,? D.J. ZAFIRIOU?, G. KATZOS!
11st Department of Pediatrics, Aristotle University
of Thessaloniki, °Department of Radiology,
Hippokration General Hospital, Thessaloniki, Greece
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The case is described of a full-term male infant with ma-
lignant osteopetrosis, the first child of consaguinous par-
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ents. Pregnancy, labor and the early neonatal period were
uneventful. The baby was admitted at the age of two
months because of anemia, hepatosplenomegaly, growth
failure, nasal congestion and continuous oscillary nystag-
moid eye movements. The pathological, biochemical and
hematological profile, the specific X-ray findings and the
results of the immunological tests pointed to the diagno-
sis of malignant osteopetrosis, infantile type, which was
subsequently confirmed by bone biopsy. Treatment was
initially symptomatic with transfusion of red cells and pla-
telets, and calcium and phosphate administration. At the
age of three months treatment with recombinant human
interferon gamma was initiated. Bone resorption and he-
matopoietic function improved under this regime and the
number of opportunistic infections decreased. In spite of
all therapeutic measures the baby died four months later
from sepsis. The rarity of the disease and its differential
diagnosis are discussed.

Key words: Infant, Malignant type, Osteopetrosis
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