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NEPIAHWH

H ooteonérpwon anoTeAel pia eTepoyevi opdda KANPOVOUIKWY
nabricewv nou ogeileTal og dlatapaxn TN anopPdPNonG Tou ooToU
and Toug 0oTeokAGoTeC. H véo0C oXeTiCeTal pe au&npuévn oKeAETIKA
uéZa Adyw naboAoyikd nukvou ootol'. Mpiv and évav aikva nepinov,
ota 1904, o leppavog akTivoddyog Albers-Schdnberg nepiéypaye
Ta akTIivoAoyikd eupripaTa 26xpovou acBevoug e augnpévn ooTIKA
NUKVOTNTA kal TOAANAG katdyuata'”. ‘EkToTe neplypdgnkay noMof
TUnol TnG véoou kai ota 1963 o Worth gionyaye Tov 6po ooteoné-
Tpwon, Adyw TNG OPOIBTNTAG TWY 00TWV WE NETPA’.

Méexpl Tnv avakdAugn diaTapaxwyv o€ yovidia unevBuva yia T
AeIroupyia Twv 00TEOKAAOTWY avayvwpidovtay, BAoel anokAEIOTIKA
KAIVIKWV KPITNPIWY, TPEIGC HOPPEC TNG VOOOU: N BPEPIKA A KakornONng
OOTEONETPWON PE AUTOOWMATIKMA UNOAEINOPEVN KANPOVOUIKATNTA,
N «evOIGPECOU TUMOU» AUTOOWMATIKA UNMOAEMOPEVN OOTEONETPWON
KOl N QUTOOWATIKA ENIKPATAC KAAORONC popPn'. TAPEPA N Tag-
vopnon autn éxel aMdé&er kabwe dieukpividetar otadiakd n popl-
akn Bdon Tng véoou'. H enfntwon Tng naAaidtepa ovopalbpevng
unoAemopevng pop@ni¢ eivar nepinou 1 o1ig 300.000 ysvvhoaH.
H enintwon autnh eival oxeddv dekanAdoIa O€ OPIOPEVEG NEPIOXEG
énwc n Kéota Pika'.

Ta akTivohoyikd eupripata TnG vooou NepIANapBAvVOUV YeVIKEUEVN
00TEOGKARPUVON, GUXVA E TNV EIKOVA TOU «00TOU €D OTO 0T .
Eykdpoieg akTivodianepaTés (wveg pnopel va naparnpndoulv kai
o€ 0oPBapEg nepINTWOoEeIG 6nou dUokoAa dlakpiveTal n KoOIAGTNTA
TOoU pughoU Twv ooTwyv. H pueghiki koIAGTNTa yepilel e vEO 00TO
nou oxnpati¢etal yéoa oe xévOpo. AuT N avwpaAia cupBAAer
oTnv euBpauoTéTNTA TWV OOTWV NOoU NAPAdSEWG NnapaTnpPEiTal
oTn v600'’. H peiwpévn dpaoTnpidTnTa Twy 00TEOKAAOTWY Népa
and tn dopr eNNPEACe! Kal TO OXAA TOU 00TOU TPOMOMOIWVTAG TNV
IKavéTNTd Tou yia avakataokeun (remodeling) katd Tn didpkeia
TNC aU&nonic Tou'.

2TIG 0OPBaPEG HOPPEG TNG VOOOU NapATNPEITal e§wUUEAIKA alpo-
nofnon nou odnyel oe nnatoonAnvopeyahia>*. Alatapaxéc oTn
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AeiIToupyia kpaviakwy velpwyv kal npoBARpaTa
6paong gpgavitovrar Adn and Tn yévvnon n Toug
NPWTOUG phvanwhd. H Bpopuonevia, n avaiuia kai
ol Aolpwéelg ouxvd npokaAoulv To BGvaTto oTnv NPWTN
dekaeTia TNC {wAC' . ITIC ANy&TEPO 0OPBAPEC HOPPEC
TO NPoodOKIPO eniBiwong eival puaoioloyikd, aAAd
ouppaivouv ouxvd katdypaTa Twy 0oTwy, 101aiTEPa
OTNV AUTOCWHATIKA ENIKPATA HOPPA'.

H petapdéoxeuon puehol Twv 0OTWV anoTeAel
Tn Bepaneia ekAoyni¢ oe naidid pe coBapn popPpn
O0O0TEOMETPWONG, N ONOIA PMOPE( KAl VA AVTIOTPEYEI
TIG OOTIKEG KAI AIHATOAOYIKEG BIOTAPAXEG TNG véoou'.
(AeArio A’ Naidiarp KAiv Maven A@nvav 2007,
54(1):33-40)

A£LEeIC EUPETNPIAGHOU: 00TEONETPWON, 00TEOOKApUVON,
véoog Albers-Schénberg.

EIZArQrH

To 0016 anotelei évav duvapikd 1016 6nou ol
ooTeoPAdoTeG ouvBEToUY BeéNia ouaia kal o1 0oTe-
okAdoTEC TNV anoppo@oly'. Ol 00TeoKAGOTEC ival
noAunupnva kUTTapa nou NPoEPxovTal and diago-
ponoinon NPGSPOUWY AIMONOINTIKWY KUTTdpwy '™,
AvTiBeTa o1 ooTeoBAGOTEG efval HECEYXUMATIKAG
npoéAeuonc.

O1 ooTeofAdoTeq pe Tn BepéNia ouaia dnpioupyolv
TO KaTédMnNAo pikponepIBdAlov yia Tnv avdntuén,
TNV wpiJavon kai Tn AEIToupyfa Twv 0oTEOKAQOTWY .
Ekkpivouv auéntiké aiponointiké napdyovra Twy
Makpopdywv (M-CSF) kal Twv oudeTePOPIAWY pa-
kpopdywv (GM-CSF), ivtepAeukivn 1 kai IviepAeukivn
6, nou 6ha ennpedlouv Tn AsiIToupyia Twv 00TED-
kAaoTWv'. H nukvéTnTa Tou 0oToU e€apTdTal dueoa
anod Tn OxeTIKA AeIToupyia ooTEOBAIOTWYV - 00TEO-
KAOOTWYV. Al0TAPAXA OTN YEVESN TWY 0OTEOKAAOTWY
A EMeIPn AsiIToupyikwy 00TEOKAAOTWY odnyel o€
ooTeonétpwon™*. H ooTeonétpwon nepihapBdvel
pia eTepoyevil opdda kAnpovopikwy nabrnoewv
Kal xapakTnpicetal and auénuévn okeAeTikA pdda,
Aoyw diaTapaxrig oTny anoppd@non Tou ooTol and
TOUC 00TEOKAGOTEC”. MIoTEGETAI OTI O OXNPATIONOG
ToU 00TOU gival pUOIOAOYIKAG, EVW N anoppopnon
TOU €ival pelwpEévn, Ye anoTéheopa Tn dnpioupyia
€€QIPETIKG NUKVOU 10TOU”!

H npaypatikn puon Tng voéoou dev eival yvwoTn.
H yevetikn Tng Bdon e€akohouBel va anoTeAel avri-
kefuevo €peuvag. Tpla yovidia €xouv OUOXETIOTE!
HE TNV 00TEONETPpWON oTov dvBpwno’. Me Bdon
TIG YOVIOIOKEG DIATAPOAXEG ONPEPa avayvwpifovTal
4 HOPPEC TNG VOGOU’.

OXTEOKAAXITEL KAI AMOPPO®HIH
TON OITON

H dianioTwon 611 01 00TEOKAGOTEG KOTGYOVTAl ANG
TOV aipgonoinTikG 10T6 pdvnke and Tnv IKAvOTNTA
NPOOPOHWY KUTTAPWY TwV OUBETEPOPIAWY — JAKPO-
PAywv va d1IapoponolouvTal o€ 00TEOKAGOTEG in vitro
Kal ané ava@opéG dnou KaAMIEPYEIEC HOVOKUTTApwY
TOU NePIPEPIKOU AlpaTog pnopovoayv va odnyrnoouv
0t dIaPOPONONCH TOUC 08 0GTEOKAGOTEG' . META TN
dla@oponoinon ol 00TEOKAGOTEG MPOCKOAAWVTAI
o010 0076,

O1 ooTeoKAGOTEG eppaviCouv dUO DITKPITEG Ael-
TOUPYIKEG MEPIOXEG: TNV EMIPAVEID ANOPEOPNONG KAl
n BaoikonAdyia pepBpdvn'. H em@dveia anoppé-
pnong gival n eNPAveIa ENAPNG TOU KUTTAPOU PE TO
00T6 kAl xapakTnpifetar and noAdnAokn NTdxwon
TNC MePPPAVNC Tou KuTTdpou'. H diadikaoia Tn¢
anoppdenong Tou ooToU &ekIvd e Ty oégonoinon
TOU xWpou nou nepiBdiiel To 0oTé, n onofa odnyel
og dIdAuon Tou avépyavou oToixeiou TG Bepéhiag
ouoiag kal o€ €kkpion evUpwY yia Tov KaTaBoMopud
TWV 0pyavikWy oToixelwy Tou ootol ', O&onoi-
non enITUyxXAveTal ge Tn 0pdon TG KAPBOVIKAG
avudpdong Il (CAll) nou odnyel 0T0 OXNPATIOUO
kapBovikou o&og (H,CO,) and dioeidio Tou dv-
Bpaka kal vepd. To kapBovikd o&U diaondTal o€
dIrTavOpakikd kal éva npwtévio (UdpPoyovokaTl-
6v)"*. Ta npwtévia peTapépovTal eveEpyNTIKA Héow
NG empdvelag anoppdpnong pe Tn Bonbeia piag
€10IKAC yIa Touc ooTeokAdoTec H-ATPase avrAiac
npwToviwy, 0dNywvTag €101 oTN dnpioupyia 6&vou
pH oTo géwkuTTdpIo dIdoTNPA NOU YEITOVEUEl JE
10 0076""”. H 0&oBaocikri IGopponia Péoa oToug
00TeOKAAOTEG dlaTnpeiTal Ye Tn AsiToupyia piag
avTAiag xAwpiou nou cuMeiToupyel e TNV avTtAia
npwTtoviwv kar oupBdAier otnv nabnTik anoud-
Kpuvon Tng nepiooeiag dirtavOpakikwy (aviarayn
ME xAwplo p€ow TnG BacikonAdylag pepPpdvng Tou
kuTTdpou)™*. To 6&vo e€wkuTTdpio pH odnyel oThv
anodépNon Tou avépyavou OTOIXEOU Tou 00TOU
nou KaTd KUplo Adyo anoTeAeital ané udpo&uana-
Titn'. Mapouocia Twv npwToviwy 0 udpo&uanaTitng
anodopeital oe aoBE€oTio, avopyava GuwoPpopIkd
(HPO42') kal vepd' . Ta opyavikd oToIXela Tou 0oToU
kataBoAifovtal and Tnv kaBeyivn K, pia npwTedon
TNC KUOTEIVNC' . MeTaMonpwTtedoeg Tng Bepéhiag
ouciag oupBdAouv eniong oTnv anoppdenon Tou
00ToU, aAAG To évCupo nou naicel To Baciké pdro
oTn diadikacia auTh dev eival yvwoTé'. Ta npoidvta
anodOUNONG ETAPEPOVTAl HEOW KUOTIOIWY OIaE-
00U TOU KUTTaponAdopaTog kal aneAeuBepwvovTal
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otn BacikonAdyia peppdvn' . Ta kUoTISIa NEPIEXOUY
10 év{upo TRACP (tatrate-resistant acid phosphatase)
nou odnyel oTn yéveon pI{WV IKAVWY VO KATAOTPE-
Youv To koMayévo'.

AITIA KAI TAZINOMHXH

Eival onpepa cagég 0TI évag peydhog apiBuog
OIAPOPETIKWY dIATAPAXWV OTN AEITOUPYia Twv 00TE-
okAaoTwv pnopel va ennpedoel Tnv anoppdpnon
Twv ooTwv. Mapd TIc NPOoPaATEG avakarUPeig ooV
agpopd oTtnv naboyévelia TN vooou, n katavénon
TNG YEVETIKAG BAoNg TNG NApapEVeEl O6I£UKprIOTn1.
YToixefa nou agopoulv Tn YeveTIKA TnG Bdon PBpé-
Onkav og nelpduata og novrikia'.

O1 01aTAPAXEG TWV OOTEOKAAOTWY CUNPWVA JE TA
anoteAéopaTa TwV NEIPAPATWY O MNOVTIKIA Ta&IvVo-
pouvTal o€ TEOOEPIG KATNYOPIEG KAI APOPOUV:

1. Tn dlagpoponoinon Twv 0CTEOKAGOTWY MNOU OXe-
TiCeTan pe TNV kuTTapokivn M-CSF kai Tov napdyovra
peTaypagri¢ PU.T, napdyovra ouvOeSPEVO e TNV
056 Tou M-CSF'.

2. Tov napdyovra RANKL (Receptor Activator of
Nuclear Factor-KB) kai GAAeG OXETIKEG MPWTEIVEG.
O1 napdyovteg autoi naiCouv péAo otn diadikacia
OXNMATIOPOU TwV 00TEOKAQCTWY KAl 0TNV NPoaywyn
TNG AEITOUPYIKSTNTAG TOUC1.

3. Tn Aerroupyia Twv 00TEOKAOOTWY 6NWG Avw-
MaAiEG oTnv enipdvela ena@ng Pe Ta 0oTd, EMeIPn
Tou ev{Upou kaBeyivn K kal dMa'.

4. Tn diadikacia o&eonofnong'. H dnuloupyia
6&vou pH oTo XwWPOo avAPEca OTOUG OOTEOKAAOTEG
KaI TO 00TO eival KPITIKAG onpaciag yia Tny anoppo-
@Nnon Tou 0oToU'. T€ NovTikia Pe AuTr Th dlatapaxri
Bp€dnke pia petdAMaén oto yovidio ATP6I nou kw-
dikonolel TNV a3 unoopdda piag eEapTwpevng and
TNV ATP avTAia IpWTOVIwY Twy 00TEOKAQOTWHV' . XTEVd
ouvdedepévn pe Tn dladikacia ogonoinong eival kail
n avtAia xAwpiou nou padf pe Tnv avrAia npwToviwy
SiaTnpel TNV NAeKTPIKA 0USETEPSTNTA GTO KUTTAPO .
Movrikia pe diatapaxr oTnv €kppaon Tou kavahioy
auTou Tou xAwpiou (CIC-7) €xouv ooTEONETPWON
napd TNV NAPOUGIa 00TEOKAQOTWY 0T 00Td .

H ooTteonétpwon oTa novtikia katd kUplo Adyo
oQeileTal og pPn puaoloAoyikh diapoponoinon Twv
o0oTeOKAQOTWY. AvdAoyn diatapaxn dev éxel diani-
oTwOEl o€ GvBpwno'. H ooTeonérpwon otov dvBpwrio
paiveral va oxeTiCeTal Pe dIaTaPAXEG OTN dIadIKaoia
o&eonoinong oTnv ooTIKA KOIAGTNTA énou yiveTal n
anoppé@Non Tou 0oToy .

H npwtn yovidiakn diatapaxr nou neplypdgpnke
oTov dvBpwno apopoloe Pia auTooWUATIKA UNo-

Aemdépevn vooo pe EMeIPn Tng dpaoTnpIdTNTAG TNG
kapBovikAc avudpdong 1. AoBeveic pe Tnv EMegn
auTr eppavidouv veppiki owAnvapliakn o&éwaon kal
Mepikol and autolg epPaviCouv Kal eyKEPAMKES
aoBeotwoec*,

Mopiakd eAelypaTa oTo yovidio Tng kapBovikrig
avudpdong Il (CAll) gaiveral va oxeTiCovtal e
EI0IKEC VEWYPAPIKEC MEPIOXEC' . T€ PIKPS NOCOGTS
aoBevwv n véooc opeileTal og éMeippa oto CAll
yovidio'.

MeAétec oe aoBevei¢ katéAnéav oTo cupnépa-
opa OTI oTNV NAEIOVOTNTA TwV NAIdIWY PE cofapn
0OTEONETPWON AveUpioKeTal dlaTapaxr oTnV avtAia
npwtoviwv (50%-60%). Xe autd napatnprbnkav
MeTaMAEeIG oTo yovidio nou kwdikonolel TNy a3 uno-
opAada TNE eIdIKAC yia Toug ooTeokAGoTec H-ATPaon
avthiag npwtoviwv (TCIRGT A aMiwg anokaAoUpe-
vn ATP6i kai OC116)"’. Y& autolc TouC aoBeveic
0l 00TEOKAJOTEG, AV KAl POIG(ouUV PpUOIOAOYIKOI,
ducheimoupyoulv'.

AMEeG peAETeG kaTEDEIEaV DIATAPAXEG OTO KAVAAI
MEeTapopdq Tou XAwpiou wg aITia TNG 00TEONETPW-
onc'. O1 Kornak kai ouv. nepiéypayav éva naidi e
ooTeoneTpwon Kal éMelppa oto yovidio CLCN7 nou
kwdIKonolel TV 086 auTh'. EkTeTapévn avackénnon
MoU apopPOUCE TIG YEVETIKEG O1ATAPAXEG O 94 naidId
pe ooBapri ooTeonéTpwon avépepe PETAAMAEEIG oTO
TCIRG1 yovidio o€ éva noocooTd 60% kal oTo yovidlo
CLCN7 ot éva nooooté 13%"'%. Yndpxel peydn
ETEPOYEVEIO OTNV KAIVIKA €KPpaon Twv PETAMAEE-
wv nou agopouv oTo yovidio CLCN7, yeyovds nou
anodideTal oTNV NAPOUCia TPOMOMOINTIKWY YOVIOi-
WV A oToV peydro apiBud Twy peTard&ewv" . Ol
NePIOOOTEPEC -aV OXI OAEG- ANO TIG NEPINTWOEIG NOU
naAaiétepa anotehodoav TNV AUTGOWHN ENIKPATA
[l ooTeonéTpwon orpepa NioTeEUETAl OTI OXETICOVTAI
AnOKAEIGTIKG pE DIATAPAxEC oTo yovidio CLCN7Z"'°
To onofo evronileTal oTo xpwudowua 16p13.3".
‘Exouv Bpebel noMEG peTaAd&eig oTo yovidio autd
Kal oTnv enikpaTth pop@ri TG véoou ol acBeveiq
eivar etep6uyor’’

MeTdAa&n kal ota dUo aAnAdpoppa yovidia
odnyouv oTnv cofapn unoAsinduevn popPn TNg
véoou, T6éoo oTov dvBpwno 600 kal 0To NovTiKI, A
oTnv ev3IGPETN POPPH TNG VEoou oTov dvBpwno ™',
Mévre naidid pe evdidueon Npog ooPapn gpaivoTu-
nikrl ekdiAwon TG véoou Ppébnkav eTepdluyol yia
HETAAGEEIC oTo CLCN7 yovidio'.

Téhog €xouv neplypagel kar U0 coPapéG HOPPEC
ooTeonéTpwong pe diatapaxég oto gl/gl yovidio
(grey-lethal gene OSTM1) Tou onoiou n AsiToup-

. . p 21,11 7
yia ogv Qalveral va givar yvwortn ' . H ouxvéTtnta
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MINAKAEX 1. TONOTYIMOI OXTEOMETPQIHY STOYSE ANOPQMOYS'

YnedBuvo yovidio

CAll Mapaywyn kapPBovikoU 0&Eog
Kal npwroviwy

TCIRG1 AvTAia npwToviwv

CLCN7 KavdAr petapopdcs xAwpiou

gl/gl AyvwoTo

Agiroupyia Tou yovidiou

KavdAi petaopdcs xAwpiou

MocooTd acBeviv, Aoind oToixsia

< 5% Twv aoBevwv

Mepinou 60% Twv aoBevwv

Mepinou 15% Twv aoBevwy -
TO NOCOOTO NOU APopPd TNV «evOIAPETN»
Mop®n eival adleukpivioTo

< 5% Twv aoBevwv

MaAaidtepa avapepdpuevn we TUnou |l
ENIKPATAG OOTEONETPWON

auTwWV Twv PETOAGEEWY paiveTal va givar xapnAn
(1-3%) """ (nivakac 1).

A&iCel va onpeiwBel nw¢ akéun kar oNpEPa o€
€va oNPavTIké N0o0oTO a0OEVWYV [IE OOTEOMETPWON
(nepinou 20%) dev éxel TauTonoinBel n yeveTikn
B)\dBnH,]f)‘

“Exouv dianioTwOel kar dAhol yovéTunol nou oxe-
TiCovTtal pe auEnpévn ooTikA NUKVETNTA' . METAAMG-
&ei1c oTo yovidio Tng kaBeyivng K éxouv neprypagel
oTnv NukvoduodoTwon, VOoO NOU XapakTnpEieTal
and kabuoTepnpévn oUYKAEION TWV KPAVIAKWY pa-
PV, KOVTS avdoTNPA Kal OKEAETIKEG AVWHAAEG™,
H diatapaxn autn dev avayvwpideTal ws popepn
0OTEONETPWONC .

MeTdAAaén nou apopd oTo yovidio LRP5 nou
kwOIKOMOIE TNV MPWTEIVN 5 TPOOPATA CUOXETIOTNKE
ue au€nuévn ooTikr nukvéTnTa'. To yovidio auté
kwdikonolel pia NpwTeivn nou napdyeTral and Toug
ooTeofAdoTeG N onofa odnyei oe au§npévn ooTikA
udéda'. H nahaiéTepa avapepduevn we enikPATAC
ooTeonéTpwon TUnou | anodeixtnke npdopaTa
OTI opefheTal oe peTaAld&elc Tou LRPS yovidiou
nou odnyoUv og auénpévn evanéBeon ootol and
TOUG 00TEOPBAAOTEG Kal OxI o dlaTapaxn TNG Ael-
TOUPYIaC TwV 00TEOKAQOTWV'. Me dedopévo 4TI
onpepa yvwpifoupe og peydro Babud Tn popiakn
kal yeveTikr Bdon TnG 0oTeoNETPWOoNG NPOTEIVETAl
WG 00TEONETPWON va KahoUvTal dIaTaPaAxXEG Nou
a@opoulv PJévo oTn AsIToupyia Twv 0OTEOKAOOTWY
Kall OxI Twv 00TEOBAACTWY . “ETOl, 0l HETAMGEEIC Nou

agpopouv oto LRP5 yovidio kar nou ennpedlouv Tn
dpdon Twv ooTeoBAAoTWV dev evidooovTal NAEov
otn véoo auTh'.

MpdopaTa neprypdPnkav Kal eNKTNTEG HOPPES
ooTeonétpwonc'. O Whyte kal ouv. nepiéypayay
o€ éva 12xpovo aydpl pia pop@r ooTEONETPW-
oNG pE augnpévn ooTIKA NUKVOTNTA KAl 1I0TOAOYIKG
XQPAKTNPIOTIKA TNG vOoou, To onoio Adufave yia
MeydAo xpovikd didoTnpa Bepangia pe dIPwoPo-
VIKG’. daiveTal 6T napdyovTeg nou diatapdcoouy
Tn AeIToupyia Twy ooTeoKAQOTWY, GTav xopnyouvTal
ylo napateTapévo xpovikd didotnua, pnopoulv va
odnynoouv o€ KAIVIKIA glkOva avdloyn pe autr Tng
KANPOVOIKAC 0OTEONETPWONGC . APKETOl EPEUVNTEC
Bewpouv unelBbuvn Tn xopriynon unepBoAikng ddong
ToU Pppapdkou’.

KAINIKH EIKONA KAI AKTINOAOTIKA
EYPHMATA

O1 KNIVIKEG EKONAWOEIG TNG OOTEONETPWONG MOI-
KIAMOUV avTIKOTONTEICOVTAG TN YEVETIKA ETEPOYEVEID
Tn¢ véoou'’.

O1 aoBevei¢ pe peTaMdééeig oto yovidio TG kap-
Bovikrig avudpdong ekdNAWVoOUV Th vOoo KaTd Tnv
npwiyn naidikA nAikia pe noAanAd katdyuaTa,
KOVTO avdoTnua Kal apKeTd ouxvd VONTIKA UOTE-
pnon'’. Mapouciddouv eninAéov VEQPIKA owAnva-
plakn o&€won, duoAeIToupyia KPAVIOKWY VEUPWY
Kal avwpahieg dovTIwy, xwpiG OPWE aIATOAOYIKEG
Siatapaxéc'. H peTapdoxeuon Jughol Twv 0oTwY
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Mnopeil va d10pBwaoel OAeC TIG dlaTaPaxXEG EKTOC and
TN VeppIKr owAnvapiakn o&éwon, n onofa Napapével
napd Tn petapéoxeuon’. AkTivoloyikd napatnpeftai
01dxuTn alénon oTnv 0oTIKA NUKVOTNTA P OlanAd-
TUVON TWV PETAQUOEWY' Kal OUXVA EVOOKPAVIAKT
aoBéotwon'. Eivar evdiapépov To yeyovoc OTi éxel
avapepOel QUTOPATN UNOOTPOPN TWV AKTIVOAOYIKWV
EUPNPATWY OTa TEAN TNC NAIBIKAG NAIKIac .

O1 aoBeveiq pe diatapaxég otny avrAia npwToviwy
(TGIRG1 yovidio) ndoxouv and Bapidg HOPPNG vo-
00 Nou ekdNAWVETAl vwpi¢ oTn Bpe@ikh nAikia™ ',
noAU cuxvd e onaocuolc Adyw unacBeoTiaipiac'®,
Epgpavidouv diatapaxég Tng 6paong (aduvapia npo-
orihwong ri vuotaypog otov 2° pe 3° priva {wng),
d16yKwoN Tou PeTwniaiou 0oToU, NNATOONANVOLE-
yaAia, AeppadevondBeia, naboloyikd kaTdypaTa,
oofapn avaipia, ooTeopueAimda, evwy o BAvaTog
ENEPXETAl OUVABWG KATA TNV NPWTN OEKAETIA TNG
Lwric"*"?. Aev éxouv avapepBel aoBeveic ue evdId-
peon i kahoriBn (enikpatnl) poper TG véoou nou
va pépouv HeTaMAEEIC oTnv avtAia npwToviwy ',
AkTIVOAOYIKA NOPATNPEITal YEVIKEUPEVN al&non TnG
OOTIKAG NUKVATNTAG PE KATAPyNon TNG KOIAGTNTAG TOU
MUgAOU TV 00TWY, EVW NapatnpouvTal Kal SOMIKEG
AVWHAAEG OTIC HETAQUGEIC TWY HAKPWYV 00TV

O1 aoBeveig pe TNV unoAeiNdpPevN JopPPn TNG vOoou
kar d1aTapaxég oTo KavAAl HETAPOPAS Tou XAwpiou
MRopoUv va ekdNAWoouV Tn vOoo £iTe ws ocoBapn
Mop®n, oTn BPePIkr NAIKIa, &iTe WG «evOIAPEON» HOP-
¢ 7. TNV NPWTN NEPINTWON N vOoOoG ekdNAWVETA
ME CUPNTWUATA Kal akTIVoAoyIkd eupripaTa avdAo-
ya pe autd TnG vooou pe peTalGéelc oto TCIRGT
yovidlo, evi) PNoPEl va undpxouv Kal VEUPOAOYIKEG
diatapaxéc” . Eivar dGokolo va Siakpivel Kaveic
av ol VEUPOAOYIKEG ekONAWOEIG opeihovTal oTnv
ev Aoyw petdMaén i av eival deuteponabelc, eiTe
AOYW TWV KPAVIOKWY aVWHAAIWY nou napakwAiouv
Tn Quololoyiknh pori Tou ENY eiTe w¢ enakdAoubo
NG xpdviag andéPpa&ng Tou avanveuoTikoU nou
napaTNEETal 0TOUG AoBEVEIQ auTouc'’. Y& KANoIEC
MeAETEG avapépeTal 6TI 0Tn pop@ri auTh TNG véoou
n ekpUAIon Tou apPIBANcTpoeIdoUq eival XapakTn-
PIOTIKA Kal ave&dpTnTN and Tnv nieon Tou onTiKoU
veUpou'”. Eival yeyovog 6T ol aoBeveic auTtol npénel
va napakohouBouvral oTevd, T6G0 KAIVIKG 600 Kal
QMEIKOVIOTIKA, VIO TO eVOEXOUEVO EUPAVIONG VEU-
poloyikmy ekdnAboewv'%. H avayvipioh Toug eival
onpavTiki yia Tnv emidoyn Tng BgpanguTikiAg 0dou
KaBW¢ N HETAPGOXEUON APXEYOVWV AIOMOINTIKWY
KUTTApWY avapéveTal va BEATIWOEI TIG OOTIKEG OIa-
TAPAXEC, OXI OPWGE KAl TIG vgupo)\oleéqn. YTnv evol-
dueon popeni, nonofa pnopei enfong va ekdnAwOel

oTn BPePIKA NAIkia, n véooc npoBdAel nmidTepa’.
AkTIVOAOyIKd napaTtnpeiTal yevikeupévn avénon tng
00TIKNMG NUKVOTNTAG MG AiyOTEPO EKOEONPACHEVN
an’ 6,71 oTn coPapn Hop@n'.

H enikpatig popen Tng voéoou xapakTnpileTal
andé ooTikd dAyn, dAyn oTnv NAGTN kal kaTdypaTa
ME OUXVEG eMIMAOKEG, 00TEOMUEAITIOO, napdAuon
npoownikoU velpou kal npofArpata épaong Kal
akoric, Adyw nieonc kpaviakwy vebpwy’. ‘Eva peydho
nooooTd Twv AcBevwv Eival QOUPNTWPATIKO Kal
SIayIYVWHOKOVTAl GE TUXaio akTIVOAOYIKG €heyxo™’.
Me Bdon Ta kKAivIkG kal Ta akTivohoyikd eupripaTa n
Moperi auth diakpivéTay naAiétepa og dUo TUNouG.
Tnv TUNOU |, hE yevikeupévn ooTeookAripuvon 1dIKd
TOU Kpaviou (NPOopaTe HEAETEG DeV TNV EVTACOOUV
nAéov oTnv ooTeonéTpwon), kal Tnv TUnou I, pe
SlaTapaxég oTo kavaAl eTapopdc Tou xAwpiou”’.
H popen TUnou | eivar véoog pe nAripn digiodu-
TIKOTNTA, evw N TUnou Il neprypdgeral wg éxouoa
SIEIGdUTIKGTNTA PETAEU 60-80%’.

H enikpatnig popen tng véoou TUnou Il npwro-
neprypdenke anod tov Albers-Schénberg kar givai
N M0 OUXVA HOPPH 0oTEONETPWONG (ENINOAACUOG
nepinou 5,5/100.000)'"" . ¥xeTiCeTal pe xapaktn-
PIOTIKG OKTIVOAOYIKG €UPriaTa 0Toug onovoUAoUg
Kal oTnv NUeAo Kkal Je auEnPEvo KivOUVO KaTayud-
TwV', N enoUAwon Twv onofwv Qaiveral va yiveral
HE QUOIOAOYIKS TPGMO Kal pUBUS’. AKTIVOAOYIKG
NapaTnNEEITal n elkOVa TWV 00TWV PECA OTA 00T,
oTnv NUEAO kal 0Ta dKPA TWV POKPWY OCTWV Kal
€IKGVA 0aV «GAVTOUITG TWV 00TWY TNC ONMOVOUAIKAC
OTAANG Adyw TNG NAXUVONG TWV TENIKWY NAAKWY TwvV
onovOUNIKWY owpdTwy (“Rugger-Jersey spine”)™ ",
MEepPIKEG POPEG N VOOOG EKONAWVETAI PJE PEYOAU-
Tepn BaputnTta nAnoiddovrag Tnv unoAemopevn
Hopen'.

Xtnv enikpath TUnou Il popen ol Blogieg ooTwv
katadeikvUouy auénuévo apiBuod peydhou pey€Boug
00TEOKAAOTWY, XwPIG dPwG onpeia evepyol anop-
popnong ooT1oU'’. IToUC aoBeveic aveupiokovTal
ONMPAVTIKG AUENPEVEG TIMEG OTOV 0PO TNG OAIKAG
tartrate-resistant 6&ivng pwo@atdong (TRACP) kai
Tou 100ev{Upou BB Tn¢ kpeaTivokivéong (CK-BB) '™,
H TRACP undpxer otov opd pe dU0 PopPEG, TNV 5a
nou napdyerar and pAeypovwdn Pakpopdya kai Tnv
5b nou napdyeTal and Toug ooTeokAdoTeC . H 5b
pop®n eivar 1d1aiTepa auénuévn T600 oTN PHoPPN
QUTA TNG 00TEONETPWONG GO0 KAI OE KATAOTAOEIG PE
auénpévn anoppdpnon ooTtou (kapkivo Tou JaoTtou
ME OOTIKEG JETAOTAOEIG, ooTeon6pwon). To év{upo
auTo eival NneploodTePO OeIKTNG X1 TNG OPACTIKATN-
Ta¢, aMd Tou apiBuol Twv ooteokhaoTwv'*"””. Me
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Bdon To yeyovog 6T N OPPH AUTH OOTEONETPWONG
€xel aTeAn dIEIOOUTIKOTNTA, HETPAOEIG OTOV 0PO TWV
TRACP 5b kar CK-BB pnopouv va BonBricouv otn
dIGKPION EKEVWY TWV ATOPWY MOU PEPOUV PETAMAEN
oT0 KavdAl Tou xAwpiou karl -and auToUg- eKeiVwy
nou ekdNAGVoOUV Tn véoo ' °. O1 Tipéc Twv TRACP kal
TRACP 5b ¢aiverar va €xouv kal npoyvwoTiki agia,
kaBwg o1 aoBevei e au§npéveg TIPEG napouoidlouv
HE JeyaAUTeEPN ouxvéTNTa KaTdydaTa'”,

H popen Tng véoou nou apopd oTo yovidio gl/
gl paiverar va eivar 1d1aitepa coBapn, kabwg o
MovadIkdG acBevii¢ nou €xel neplypagel nédave
Afiyouc UAVEC IETE T yévvnon'. T1a Ta akTIVOAOYIKG
gupnAPaTa TNG oPPnG auTtrig NoAU Afya oTolixeia
eival Siabéoiua’.

H eixkéva oto omvBnpoypdpnua Twv 00TWV [E
Tc-99m MDP pe auénpévn npdoAnyn Tou gpapud-
KOoU OIAXUTA and To okeAeTd, AAAG kal €0TIOKA OTIC
METAPUOEIC TWV PHOAKPWY OOTWY KAl OTO NAPAKEUEVO
TMAPO Twv dIapUoEwY, av KAl XapakTNPIOTIKA TNG
00TEONETPWONG eKAapBdveTal ouxvd -havBaopéva-
W¢ 00TEOPUENTISA .

OEPAIEIA

H kataywyn Twv ooTeokAaoTwv and aigononTikd
npddpopa KUTTapa TEKPINPIWONKE and PeAéTeG O€
neIPaPaTé{wa nou N 0oTEONETPWON OE NOVTIKI DI-
0pBWONKE pe napafioTikr cuvévwon Pe puaIooyIKd
{wo'. ApydTEPQ, N JETAHOOXEUGN ONANVOKUTTAPWY
and GuoloAoyIkd veoyévvnTa NeEIPAPATO{wa o€ NOvTi-
Kio Pe TN vOoo eixe wG anoTéeopa Tn Bepaneia Twy
exkdnAdoEwy and Ta ootd'. EmnAéov, ooTeonéTpwon
gppavioTnke o€ (Wa uyIN PETA and pJeTapdoxeuon
onAnvokuTTdpwv npooPeBAnpévwy and tn véoo
{wwv'. Ta anoTeMéopaTta Twv PEAETWOV O€ novTikia
odnynoav oTnv npoondBeia Bepaneiag Bpépoug
ME Bapid popPr ooTeonéTpwong Pe ahoyevi pe-
Tapdoxeuon Puehol Twv 00TWY, Napéufaocn nou
0drynoe oTNV avaoTPopn TwV OOTIKWY KAl AIATO-
AoyIkiv dlatapaxwv Tou naidioy'. Metd 1o 1977 n
aMOYEVAG PETAPOOXEUON APXEYOVWY OIPOMOINTIKWY
KUTTAPWY EPAPPOOTNKE ENITUXWG OE PYEPOVWUEVEG
nspmnboaq”. H Aoyikn auTi¢ TnG BepaneuTIkig
NPOCEyYIoNG ouvioTaTal oTN Xopriynon otov acBevn
noAudUvVapwWY apxéyovwy AIJonoINTIKWY KUTTA-
pwv nou odnyolv oTn dnpioupyia AEITOUPYIKWY
ooTeokAaoTdv'. To 1994 pia opdda epeuvnTidv
aveépepe Ta eNITUX anoteAéopaTa aMoyevouq pe-
TAPOOXEUONG AIPJOMNOINTIKWY KUTTGpwV and évav
HLA Tautéonuo d6Tn o€ 69 acbeveic'’. Oepaneiec
ME XOPHyNoN KOPTIKOOTEPOEIdWY, AUENUEVWY OO-

ocwV KaAoITPIOANG Kal y-opalpivng anodeixTnkay
avanoTEAEOUATIKEC”. YPNAEC DGTEIC KAAGITPIOANG 1
y-ogaipivng pdvnkav va enifpaduvouy Tnv eEENIEN
NG vOoou Kal n xopriynon npedvidovng va BeATIw-
VEI TNV aIpgonoinon o€ PEPIKEG JOVO NEPINTWOEIC.
H xeipoupyikh anocupnieon Tou onTikoU veUpou
eVOEIKVUTAI O€ EMAEYUEVEG NEPINTWOEISG YIA ThV
npdAnYn nepaimépw dlaTapaxng otnv épacn, ev
avapovA NdvTa TN HETAPGOXEUONG .

O1 aoBeveic pe ooTeonéTpwon Adyw dIATAPAXAGTNG
avtAiag npwToviwy eivar auTtoi Nou Kupiwg avranokpi-
VOVTAI OTN PETAPOOXEUON APXEYOVWY AIOMOINTIKWY
KUTTGpwv"". T& NpbéoPaT HEAETN avakolvwOnkav
Ta anoteAéopata and Tnv napakoAolOnon 122
METOPOOXEUBEVTWY aoBevidy pe autéowun popen
Tn¢ véoou". H éykaipn PETAPGOXEUON PAVNKE Va
npoAapBdver Ti¢ dilatapaxég and Tnv épaon kal
va BeATidvel To Tehiké UPoc'”. Ta kaAiTepa ano-
TeAéopaTa o€ 6,TI apopd oTnv 6pach paiveral va
ENITUYXAVOVTAI JE HETAPOOXEUON NMOU YIVETAI VWPIG
(uéxpl TNV NAIKia Twv TPIKY pNvdv) . H enidpaon
TNG PETAOPOOXEUONG OTNV KApNUAN avdnTuéng Tou
naidiou anaitel nepamépw digpedvnon. MNa Tn pe-
Tapdoxeuon eival NPoTINOTEPN N avelpeon evog
HLA oupBaTol 6Tn'°. Edv auté Sev eivar Suvatdy,
ouvIoTATal N JIEVEPYEIQ TNG HETAPNOOXEUONG KE PN
ouppatd d6Tn, oTabuiCovrag ndvra TNV NoAU Kakn
npdyvwon TG KaKonBoug JoPPpriG OOTEONETPWONG
e Toug kIvOUvouC and uia Tétola napéupaon’.
O peydArog kivouvog ennAokwy o€ NOAU NPWIPO
oTddI0 (Nveupovikh unépTaon, GAEBoano@PaKTIKi
v600G), aAMd kal ol pakpoxpOvIeG ouveneleg (NOAU
KovTd avdoTtnpa) kaBiotolv noAUy dUokoAn Tnv
TeNKA enihoyri™.

H eniBiwon xwpi¢ véoo Perd Tn petapdoxeuon
OTOUG a0Bevei¢ pe ooTeonéTpwon eival PIkpn ou-
YKPITIKG JE auTh TwV PETAPOOXEUBEVTWY aoBevv
yla dMa voonpata. Xiupwva Pe Tnv TeAeuTaia
¢peuva Tn¢ Eupwnaikng Opddasc Metapdoxeuong
(EBMT - European Group for Blood and Marrow
Transplantation) n 5et¢ eniBiwon avagépetal yupw
0T0 73% pe dATN yeveTIKA TAUTOONHO Kal 0TO 43%
andé yn Tautéonpo, pe Baoikn aitia OvntéTnTag TIG
QVANVEUOTIKEC EMNAOKEG META Th HETAPGOXEUON .
Eival evdiapgpov To yeyovdg 6TI N NVEUPOVIKA UNEP-
Taon, nou anoTeAel ondvia emniokni Twv PETAMO-
oxelUoewv nou dlevepyolvTal ota nAaicia dAwv
voonpdTtwy, 6nw¢ tng OAA, Tou ouvdpdpou Omenn
Kal Tou AeppUpaToG T-kUTTdpwy, eivar ouxvi (29%)
oTNV NEPINTWON TNG AUTOOWHNG UMOAEINOUEVNG
Kakor@ouC 0oTeoNETPwonc'. H eninAokr auTr éxel
uPnAl BvntéTnTa'®.
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2Tnv nepinTwon emTuxouq JeTapdoxeuong eival
avaykaia n otevh napakololOnon Twv acBevay,
Me 1d1aiTepn €upaon oTnv YuxokivnTikA eEENIEN, TNV
épaon kal Tnv odovio@uia Tou naidiod ™. Mpdopa-
TEG MEAETEG AVAPEPOUVY TN XPNOIUOTNTA BIOXNIKWV
QEIKTWV yIa Th owoT napakoAoliBnon énwg Tou
TRACP5b kai Tou ooTikoU KAAOUATOG TNG AAKANKAG
pwopatdonc'®. H pgiwon Tn¢ TiA¢ Tou TRACPSb
META TN peTapdoxeuon Ppaiveral va avTikaTonTpidel
TNV €EMTUXA AVTIKATAOTAON TWV KN AEITOUPYIKWY
00TEOKAQOTWV and AeiIroupyikolc'®. MapdAnAa
N JeEfwon TV TINWY TOU 00TIKOU KAAOWATOG TNG
aAkaAIKAG pwoPaTdong Paiveral va OxeTieTal Pe
ENINAOKEG TNG HETAPOOXEUONG.

2ApePa, N aAoyevig HETAPGOXEUON APXEYOVWY
AIJONOINTIKWY KUTTApwY, éykaipa, eakoAouBel va
napapével n pévn anoteAeopatikil Bepaneia.

Osteopetrosis
E. Lagona-Stathi, E. Atsali
(Ann Clin Paediatr 2007, 54(1):33-40)

Osteopetrosis is a heterogeneous group of heritable
conditions in which a defect in bone resorption by os-
teoclasts exists. The disease is associated with increased
skeletal mass due to abnormally dense bone. A century
ago, Albers-Schénberg, a German radiologist, described
the radiographic findings in a 26-year old man with in-
creased bone density and multiple fractures. Since then
many types of the disease have been described and in
1963 Worth introduced the term osteopetrosis because
of the dense, rock-like appearance of the bone.

Before the identification of changes in genes that af-
fect the function of osteoclasts, osteopetrosis could be
categorized only on the basis of clinical aspects of the
three primary types: infantile or “malignant” osteopetrosis
inherited in an autosomal recessive inheritance pattern;
“intermediate” autosomal recessive osteopetrosis, and
autosomal dominant osteopetrosis. Nowdays this clas-
sification has been changed, as the molecular base of
the disease was subsequently defined. The incidence
of autosomal recessive osteopetrosis is approximately
1 in 300.000 births, but is almost 10 times as high in
Costa Rica.

Generalized osteosclerosis is apparent radiographi-
cally often with a “bone-within-a-bone” appearance;
transverse radiolucent bands may be observed and it
may be difficult to discern the marrow cavity. In severely
affected patients the medullary cavity is filled with new
endochondrial bone. This abnormality contributes to
the brittleness of bone in osteopetrosis. The decrease in
osteoclast activity also affects the shape and structure of

bone by altering the capacity to remodel during growth.
In severe forms of osteopetrosis, the insufficient bone
marrow cavity cannot support adequate hematopoiesis.
The result is extramedullary hematopoiesis which causes
hepatosplenomegaly. The children can have cranial
nerve dysfunction and visual deficits, which are often
evident at birth or within the first several months of life.
Thrombocytopenia, anemia and infectious complications
commonly cause death within the first decade of life. In
less severe forms of osteopetrosis, patients have a normal
life expectancy, but the brittle bone frequently fractures,
particularly in autosomal dominant osteopetrosis.

The allogenic bone marrow transplantation is a prompt
treatment for severe osteopetrosis and can correct the
bony and hematologic manifestations in children.

Key words: osteopetrosis, osteosclerosis, Albers-Schén-
berg disease.
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