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ANAXKOIIHXH
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[Tadratpko Tpnpa l'evikod Noookopeiov loavvivev «I'. Xat(nkaoota», Iedavviva

ITEPIAHYH

H atelr)g ooteoyéveon eivatl pla ondavia okeAetikr) Ovomhaoia, pe ovxvotnta epgaviong 1/15.000-20.000
yevvroels. Ta kopla xapaxktneloTikd g eivat: eDOPALOTOTNTA KAl KATAYHATA 00T®V, OOTIKEG IIAPAPOPPDOEL,
avenapkela avantoéng. Ot aobevelg oovnfwg epgavifoov mAnbwpa OCLPNTOHATOV: 00OVTIKEG AVOPAALES,
KDAVOUG OKAI|PODG XLTOVEG OPOANP®V, ATIOAELD AKOT|G, HELWHEVI] AVAIIVEDOTIKI] AEITTOLPYLA KAl KAPOIAYYELAKEG
avopaiies. H Papotnta tng vooov mowkiAAel amo 1mia, MOL Oe OPlopéveg MePUIT®woelg Olaldabet wg v
evAkioon, €ng eSatpeTika coPapr), mov eivatl Bavatneopa 1dn amo v mepryevvntiky mepiodo. H eykatpn
IIPOYEVVNTIKY OldyV®OL), IOV yivetat apyikd pe t) Porjbela anekoviotikov pedodwv, etvat diaitepa onpavIik)
yla ) Afjyn) armo@daoemdv OXETIK®V Je TV eKPaon g eyKopooovvg. Ot péxpt oTiypng Qappaxkevtikeg Oepareieg
(omwg OPOPOVIKA, TepuIapatidn, devOCOLPAPIN) OTOXELOLV OTAd COPITOPATA TG VOOOL Kat Oev eilvatl
Waitepa anoteAeopartikeg. H moANd vrmooyopevn evoour|tpia PETapooXevOor] HeOEYXORATIK®V PAACTOKOTIAP®V
atvetat va amotelel ) vea Oepamneotikn) emhoyn) oto apeco péAAov.

AéSerg evopetnpion: Ateig ooteoyeveor), KoAayovo tomov I, enbpavototnta ootav

K. I'swpyonooAoo, M.E. ITanacaBPa, B. Mnovtiva, ®. Ztepyiov, B. I'kéton. Ateg ooteoyéveon: veotepa dedopéva xat
avaoxonnon ¢ PpAoypagiag. Emotnpovika Xpovika 2024; 29(3): 302-314

EIZAT'QI'H

H atelng ooteoyéveon (AO) eivar pua
KANPOVOPIKI] OKeAeTikr] Ovomhaoia, oL
xapaxtnpiletat amnod evfpavotoOTTa TV 00T®V
Kat OKENETIKEG IIAPAPOPPDOELS.
Xapaxtnpifetat amd pPeyaln YeVETIKI] Kat
KAWIKI) etepoyévela Kat ernnpedlet mOAAnAd
Opyava KAt OuOTPATd. 2TV HapoLod COVTIOHN
AaVAoKOMNOI), EMLYEIPELTAl  HEPLYPAPL] TNG
natopouooloyiag, TG tawvopnong,  Ing
TpEXOLOAG DePATIEVTIKIG AVTIPET®IILONG KAl TOV
PEANOVTIKOV OepaIleDTIK®V EMAOY®V.

ITAOODYIIOAOITA

H AO eivat pia KAMVIKA E€TEPOYEVIG
KANPOVOpOLHEVT] dtatapayl] TOL OLVOETIKOL
otoy, otV onoia To nabohoywko yovidio
oxetiCetatl apeoa pe 1o KoAAayovo tonov I, xat
OLYKEKPIHEVA He AVOHUAALEG TNG IPOTOTAYOVG
Sopng Tov, PE AVENMAPKI) MMOCOTNTA TOL 1) Hpe
HETA-PETAPPAOTIKI)
tporomnoinor) tov. Ot aoBeveig pe AO ovviOwg

avopaiieg ot

g¢xoov yapnAn ootikn) pala KAt PELPEVH
avioxy] OOTiTH 10T0L, M€ AIIOTENEOpHA TNV
eobpavototnta twv ootwv, mov odnyel o
IIPOKANTA 1] ALTOPATA KATAYHATA, OOTLKI)
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MAPApOPP®ON KAt avendpketa avarrrtodng. Ot
MePLo00TEPEG MepuIT®oelg AO xKAnpovopoovvtat
HE OADTOOMHIKO EMIKPATOLVIA XOAPAKTPA.
Exoov tavtonowmBei mepioootepeg amo 1500
koplapyeg petarldadetg ota yovidia COLIAT kat
COL1A2? , mov x@Owonotovv Tig aivoideg al(l)
kat a2(I) too koAayovoo tonov I, avrtiotorya.
Avtég ot petaradelg alaloov T dopny 1) v
oocoTNTa TOoL KOAayovoo Ttomoo [ xat
IIPOKANOLY €VAV (PALVOTLIIO IIOL Kupaivetrat
arnd LvHoxAvikog ewg Bavatneopog [1]. Ta
popla KOAAayovov armoteAoLVIAl amo TPELg
TTOADITETTTIOUKEG alvoideg, ot OTIOlEG
oxnuatifoov pwa tpurkn édwa. To apivodo
yAukivy etvat anapaitnto yia To OXNHATIOHO
aot)g g TpuIAng éAkag [2]. Mia yevetxr)
PETAAAASH MOV MPOKAAEl AVTIKATAOTACELS TNG
yAvkivng, odnyet otV ep@avion SOpIK®V Kat
MIOLOTIK®V EAATTOPAT®V OTO KOAayovo Tomoo |
[3]. Ot avukataotdoeslg otig alvoideg al(l)
¢xoov  Oavameopa  éxPaon, eve ot
avtkartaotdoetg otig akvoideg a2(l) etvat wg et
To mAetotov  un  Oavameopeg  [4]. O
MePloooTePEG Mepurtmoelg AO mpoépyovtat amo
koplapyeg 11 omopadikég petaladelg [5].
Qotooo, Tig televtaieg dvO Oekaetieg, €yoov
evrtommotel Kat OIIAV1EG AVTOOWLKEG
vroAeuropeveg petaladelg 1) petalAadetg oto X
xpopooopa [2]. Tétowa yovidia eprmAékovTat
oV e§@KOTIAPIA  HPETATPOIOIOON  TOD
KOoAayovov (m.x. CRTAP, LEPRE1 xat PPIB),
omv avadimwon kat v evdokvtrdpla
diakivnory tov (m.x. SERPINHI xat FKBP10),
omv ooteomnoinon (.. SERPINF1) xat otnv
avarrodn ooteoPAacTOV

(r.x. WNT1, CREB3L1 xat SP7) [2,6].
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TAEINOMHXH

Exoov avayvwplotel eikoot yevetikoti
TOHot NG vOOoOu, AvAaAoyd He T YOVIOAKI)
BAaPn (mivaxag 1) [7] xat mévte kKAvikotl tomot
(mvaxag 2) [7].

KAINIKEX EKAHAQXEIX

H AO etvat pia ovotnpatikn) datapayr)
TOL OLVOETIKOV 10ToL. Ot KAviKEG ekOnAmoetg,
avaloya pe Ttov TOIO Trg VOOOU, HIIOPEl va
etvat (a) oxehetkés, (B) eSwoxeletikeg, mOL
a@opouvV 10ToLg (Opyavda Kdat OuoTHPATd) IOV
rieplexovv KoAayovo tomoo I 1 (y) exdnAaoeig
mov pmopet va avartoyxboov Oevtepoyevag,
AOY® T®V OKEAETIKOV AANOIDOEDV .

H evBpavotomta tov ootwv Kat 1
ooteonevia o0nyodV Oe KATAYpATd. XTOV
KAWVIKO tomo I, mov €xel xat tov nmotePO
(PAVOTLIIO, I] CLXVOTNTA TV KATAYHAT®V elvatl
oYnAOTEP OTOV IAOIATPIKO MNANOLOpO Kat
pewwvetat pe mv nAia [8]. Ot mapapoppmoetg
g OIIOVOLAKIG OTHANG (elKOVa 1), TOV pPakpoVv
00T®V (£1KOVEG 2, 3) KAl TOV MAELPDV PELDVOLY
mv KLV TIKO T TA Kdat IIPOKAANOLY
avarvevotikég enurhokég [8,9]. To kovto
avactpa eivat &va KOowo YAaPdKTPloTKO,
Waitepa otig coPapeg popeeg [8], onwg xat o
novog ota ootda. H aveopaln avamtodn tov
KPAV10IIPOODITK®OV dopwv, Onmg 0
npoyvabiopog g Kat® yvaboo, 11 okoAiwon
TOD PVIKOL OlAPPAYHRATOG KA 1) TAPAROPP@OT)
TG Paong tov Kpaviov, avepalieg mov propet
va €M PEACOLYV TODGg agpaymyoug,
ovbpPaldovtag oe €mMIINOKEG OI®G I DIIVIKIN
arvota, éxet tekpnpudel oe OAovg Tovg TOITOLG
AO [10]. Z11g e€moxeAeTikég eKONADOELS TG
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Entotnuovikda Xpovika — Touog 29%, Teuxog 3, 2024

ITivaxag 1. Tevetikn) tadivopnorn, odvpgaeva pe ) Pdon 6edopevov On line Mendelian Inheritance in Man
(‘https:/ /www.omim.org/).
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Entotnuovikda Xpovika — Touog 29%, Teuxog 3, 2024
ITivaxag 2. ITévte kKAwvikot tomot (kKA\vikég poppég) AO
Tomog Xapaktnplotika

I ‘Exet tov mio rjmo gatvotono. Xapaktnpiletat amnd Koavoog okAnpovg, dev
IIPOKAAEL IAPAPOPPDOELG, TO AVAOTI A elvat oLVIIOWG PLOIOAOYIKO

II IMepryevvnuika  Bavatngopog,  moOAAmAa — xataypata,  ocoPapn
Bpaxvoopia
III IMTpoxalei 1Po0OeLTIKA MOAAAIIAA  KATAYPATA, Aemtég MAELPEC,

IAaTLOIIOVOLALN, HAPAPOPPAOEL,  OKOAI®OIN, KOVIO  avdotnpd,
IIEPLOPLOPEVT] KIVIJTIKOTI T, aTeAr] 0OOVIIVOYEVEDT)

v TToAam\d kataypata, fIeg g pPETPLeg IAPAHOPPROELS, KOVTO avAoT A
v IToANam\d kataypatd, PETpleg IAPAapoPP®OEL;, KOVIO aVACTHId, XOPig
npoPAfjpata o06vIeav

Ewova 2. TTapapoppwoelg pakpmv ootov (arod To

apyeto g Khvikrg: ayopt 8 etov pe AO).

Ewova 1. TIMapapoppaoelg omovOovAikng otniAng
(o116 1o apyeto g Khvikrg: ayopt 8 etwv pe AO).
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Ewova 3. [Tapapoppmoelg pakpmv oot®v (amo to
apxeto g Khivikr|g: ayopt 8 etov pe AO).

Ewova 4: Oovtikég avopalieg (amod to apyeio g
KAwiknig: ayopt 8 etwv pe AO).

Entotnuovikda Xpovika — Touog 29%, Teuxog 3, 2024

SRR o S
Ewova 5. Zkeletikeg avopalieg mov ennpealoov
tov Bopakiko kKA@PO (amd to apyeio g Khivikrg:
ayopt 8 etav pe AO).

vooov nepthapfBavovtat Prle-yKpt XpOpd ToV
OKANP®V XITOVOV TV O0POaAp®V, 000VTIKEG
avopalieg (ewova 4), vnepdlatacpotnta Tev
apbpwoewv, anmAela axkorg, poiky adovapia,
HPELOPEVT)
KAPOIaYYEIaKEG EMUINOKEG KAl AVAIIVEDOTIKA

AVAIIVELOTLKI) Aettovpyia,

npoPAnpata [8,9]. Odovtikég avapalieg Onwmg
n  artedrg

AIIOXPWHATIOREVA 1)

000VTIVOY£VEDT), evbpavota,

£KTona oovtua,
MApAtnPoLVIAl KOUplwg ot ocoPapeg HOpPPEg
[11,12]. H vnepdiataoipomta tov apbpwoemv
Kal1) poilkn advvapia, opeilovtat oe avopalieg
oL KOAayovoo tomov I, mov amotelet Paocko
OLOTATIKO TOL OLVOETIKOV 10TOD IOV HePTBANEL
TG MLIKEG 1veG, TOLG TEVOVIEG KAl TOLG
ovvdéopovg. Muikég avopalieg propet emiong
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va OPOKOWOLV dIlo TNV  IEPLOPLOHEVT)
Kvnukotmta towv aocbevav [7,13]. ITpofAnpata
akor)g napovotafovtat oto 28% tev aobevov
[14,15]. H Papnxoia 1] xat n anoAela axor|g
pmopel  va elvat  TOHOL  AYWYLHOTNTAS,
vevpoalonmpla 1) HPIKT), HOVOIIAeLPN 1)
apgotepomievpr. H  Papnxoia  tomov
Ay@YHOTNTAG MNApdTInpeitat ovxvotepd Ot
HadlaTPKovg Kat epnikovg nAndoopovg, evo
1 vevpoawoOnupla 1)  HIKTOL  TOIOL
Mapatnpeital Kupimg otovg eviikeg [14,15]. H
HPEWWPEVI] AVAIIVELOTIKI] Aettovpyla elvatl 1
KOpta otia  Ovnowpotntag.  Ogeiletar  oe
OKENETIKEG avepalieg mov ennped{ovv Tov
Bwpaxiko KAwPo (ewkova 5), Onmg Ta Kataypata
MAELPMV KAl OIMOVOLA®V, 1] KDPOOKOAI®OT) Kat
T0 Kovio avaompa [16]. EmuAéov xat ot
aobevelg pe nmotepeg popgeg AO, xwpig
oofapég dvorhaoteg g O®PAKIKI|g KOWNOTNTAS,
datpexovv vynhotepo kivoovo Bavdartoo Aoy®
avanvevotk®V emr\okov [7,17-19]. O Dimori
kat oov. [20] Pprikav, oe POVTENA TIOVTIKI®OV JE
AO, alowoelg oto koANayovo tomov I teov
IIVEDPOV®Y,  IAPOHOlE HE  aLTEG  TIOD
HapatnpiOnKav ota ootd Kat to d¢ppd.

ATATNQXH

H x\wvwa) dwayveon g AO Paoiletat
ota KAWIKA XAPAKTNPLOTIKA 10V
MEPLYPAPOVTIAL HAPAIAV®. AvAloyd e T
Bapvtta g vooov, 11 Oldyveorn propet va
Tebel MPOyevvVITIKA, KATA T YEVVIOIL), OtV
nadkr) nAkia 1 oty eviihikn {or. H coPapr)
AO  Olaylyvooketat  MIPOYEVVITIKA M€
vnepnyoypaenpa xat emPefaiwverat pe CT 1)
MRI xat yeveukd éleyxo. H  éyxaipn

NpoyevvnTIK] Owdyvworn —elvat  dlattepa
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ONHUAVTIKI] Y1d T AIJP1) AIOPACEDV OXETIKDV HE
Vv €kPaon g EyKLPOOLVIG.

®EPAIIEIA

AOY® TG OLOTNHIKIG POONG TNG VOOOL
Kat tmg nAndopag oOPOTEPAT®V KAl
EIMIINOK®V, dAIIALTelTal dlemotnpoviky opada
watpoVv yua ) gpovtida tov actevov pe AO. H
AVTIHET®IION  &lvalt  Katd  Koplo  AOyo
DIIOOTNPLKTIKI] KAl  OOHITOHATIKY] KAt
npoodppodetat otov ekaotote aobevr) pe Baon
MV NAKia Kat Tov tomo Kat ) Papdmta g
vooov. Bapéwg nacyovteg aobeveig xpetalovrat
AVTHET®ION arnd dlemotnpoviky opdada, pe
ayeyr,
epyobepareia, opbomedikeg mapepPdoelg xat

PAPPAKELTIKY ¢povowobepareia,
rnapakolovdnon amd  1atpovg  SlaPopOV
vnoelOwot twv. Ot  otoxor  Oepameiag
anoPAérovy ot PeAtioon TG AVIOXNG TRV
00T®V, T Helwon Tov KwOLVoL Kat TG
oLXVOTNTAG T®V KATAYPATOV, TNV IPOANYI TG
OKOAM®ONG Kal T®V MIAPAPOPPOOLDV TOV
HOKP®V 0O0T®V, T HE®ON TOL MOVOL, T
PeAtinon NG KvNTIKOTHTAG KAl TNV IPOANYn
PAKPOXPOVI®V EMUIAOK®V [7].

DaAPPAKEDTIKI] AVTIIPETWIION)

Ta dupwogpovika amotedoovv ) Pfdon g
(PAPPAKELTIKNG Oeparelag T®V MAOIATPIK®V
aobevov (mvakag 3) [21]. Koprog exnipoomog
toug eivat n napdpovatn (pamidronate), évag
OYXLPOG  AVAOTOANEAG TG  OOTEOKAAOTIKIG
OOTIKIG AIIOPPOPNONG, IIOL KATAOTEAAEL TNV
EYKATAOTAON T®V IPOOPOPIKAOV HOPPAV TMV
O0TEOKAQOT®OV OTA OOTA KAl TOV eNakoAovbo
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ITivakag 3. Alpoo@ovika
Dappako Tpomog Apadon
Xoprynong

1 IMapdpovdan v

Eriotnuovika Xpovika — Topocg 29°, Teuxoc 3, 2024

AoSdvel TV OOTIKI) IDKVOTNTA, HEW®VEL TV OOXVOTTAd IOV

KATAYHATOV, PEATIOVEL TV KIvNTIKOTTd, 1) PAadion Kdat Tov Iovo.

(pamidronate)

ZovVioTatal 0g  MAPAPOPPDOEL HAKPAV OO0T®V, OIOVOLAKA

Kataypata Kat = 3 xataypata emoing. Kalvtepo amotéheopa £xet

Ta 2-4 mpota xpovia tng Bepameiag.

2 Nepdpovar v

Avlavet myv ootikr] pala oto oxlo Kat T XX KAl HEWDVEL T

OoLYVOTTA TOV KATaypdteov ot natdid pe AO.

(neridronate)

3 OAnadpovdr Per os

[Tapopola amoteAeOpaTKOTTA e TV TApdpovaTi).

(olpadronate)
4 Alevdpovatn Per os Avavel v ootikr) pada otn ZX, alAd Og PELOVEL TI] COXVOTTA TOV
KATAYHATOV.
7 IV
PETACYNPATIORO TODg o€ WPHOVG RANKL/Receptor Activator of Nuclear Factor

aroppoPNTIKOvg ooteokAaoteg. H tomkr) kat
AdpeOn]  avTIANOPPOPNTIKI)  emidpaon  tov
deopevpévon ota ootd dP®OPOVIKOD, elvat o
Koplapxog tporog dpdong tg in vitro xat in
vino. Ta Sipwopovikd PeAtidvooy otabepd v
ootikr] mokvotta [8,22,23], pewvoov -0
KAmowo  Pabpo- T ooxvotTa  EUPAVIOoNg
Kataypateov [8], pewwvoov v mbavotgta
EUPAVIONG OKOA®WONG Kat BeAtiwvoov v
KWVITIKO T Ta O¢ TIpoe@nBikovg aobeveig pe AO
torov I [23]. Zoyvég avembounteg eveépyeteg
nepthapPavoov aviidpaon Eyyvong ofeiag
¢paong (oovr)fwg Kata v Ipwtn &yxoorn) Kat
Iapod1kr) vriaoPeotiatpid.

To Denosumab, éva avtioopa evavtt too
evepyoriouty] Tov vrrodoyed evog HOPlov IOV
ennpedadet  Tov  HNXAVIOPO ovbvdeong  Tov

MOPNVIKOL  IAPAaYovVTd Kappa-B (anti-

Kappa-B Ligand antibody), ¢xet Jpdon
NapOpold  He  avt)] 1OV OLP®OPOVIK®DV.
AvaotéeMNet 1 dagopomoinon KAt 1)
Aettovpyla T®V 00TEOKAAOT®V KAl KATAOTEAAEL
Vv ooTikr) armoppognor). Exet eykpBel yia 1
Oepameta tng ooteonopwong otovg evrjAikeg. H
XPIO] TOL €XeL OLOXETIOTEL PE  ONPAVTIIKO
kivoovo vrepaofeotiaipiag Kat
vniepaoPeotiovpiag [8]. Emt tov mapovtog
Bpiloketat oe egeMln xk\vikry doxipn yia v
aSoAoynon g
aroteheopatikotnrag tov oty AO [7].

aopdalelag KAt - Ing

H tepuapartidn, éva avaloyo g
napaboppovng,  xpnowpomnoteitat  povo o
eVIAIKEG y1d XPOVIKO draotnpa pexpt 24 pnvav,
gppaviong
Hapevepyela 100

AOoy® 00 KtvOovVoL
00TEOOAPKDATOG,
napatnpronke oe peréteg oe movtixa [9,10].
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To avaotaltiko aviio®pa okAnpooTivig
elvatl evag avaPoAkog mapayovtag Iov £xet
oxedlaotel yla va otoyevel T OKANPOOTivy,
évav avaotoléd TOL OXNUATIOPOL  OO0TOO.
Bptioketat oe kAwvikr) doxkipr) pdong 2 [7,24].

To Fresolimumab, éva avaotaltiko
avilio®pa €vavilt ToL  HETACXNHATIOTIKOD
avintukov napayovta P (Transforming Growth
Factor Dbeta (TGFP) inhibitory antibody),
Bpiloketal emiong oe otadlo KAWIKIG OOKIHI|G
[7,8].

H petapooyevon ovylowv MIPOYOVIKOV
BAacTtoKLTTAP®V gxet dokipaotet o€
MEPAPATIKA TPOKAWVIKA HOVTENd ITOVTIKOV
[25,26] xat oe mawdwarpwkovg aobevelg pe
ooPapny AO, 1600 ripoyevvnTikd ( in utero ) 6co
Kat petayevvnukd [27-29,39] pe 1o okentko ot
Ta petapooyevpéva vyl kotrtapa 6oty Oa
dagoporiomnfoov oe ooteoPAdoteg mov 6Oa
IIapayoovv @uoloAoykO KoAayovo [31]. Ot
dagopetikég mpooeyyloelg mov viobetr|Onkav
epAapPAavoov PETApOOXELOL] AOIOUTIK®V
PAACTOKDTTAP®V, €X-VIVO AVEITTOYHEV®V
HEOEYXOPATIKOV PAaotoxvTIApOV Kat
PAAOTOKLTIAPOV — ApVIAKOL vypoL. Mexpt
ofpepa, n Kotrapikyy Oepameia etvatr moAa
VIIOOYOPEVT), AAAA IIAPAPEVEL TIEPANATIKY) [7].
Opwg, 1 moMda ovmooyopevr evOopnTpla
HPETApPOOYELON) HECEYXOHATIKOV PAaoto-
KOTTAP®V ~ @Aivetat va damotedel T Véa

Oepamnevtika) emhoyr) oto apeoo peAlov [32,33].

AIEIIIXTHMONIKH ITPOXEITIZH

H o AvrmAox Ot Td ToV OOPITORATOV TS
VOOOUL arrdattel OIEMOTOVIKI| IIPOOEYYL0T] TOV
aofevav, yla TtV emitendn Tov PeATIOTOL
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aroteAéopartog.  [lawdiatpor,  opbomedikot,

evOoxkplvolOyol,  uotobeparmentég,  vevpo-
Xxewpovpyot, avaiodnotoloyot ovvepydlovrat
ot Oepamneotikn AVTIHETMIILON). H
AVTIPETOIION TOV KATAYPATOV arattel ) Afjyn
dvokoAwVv amo@doemv. Aoywm tov rtabohoyikov
ootit 1otov, vmapyet kxabvotepnon oty
EMOVA®OI] KAl €mong HEWWHEVI] AVIOXI] TOL
EMIOVA®HEVOL  10TOL. Zg  KATAYHATd IOV
avtpeTenilovial oovinpnTikd, 1 mepiodog g
akwnromnoinong mpémet va elayiotorou)det
IIPOKePEVOL va amogevybel 1 emaxkoAovdn
poikn adovapia xkatr dvokapyia apbpwoemv.
Ao Vv dAAn, 1 XEWPOLPYIKI] AVTIIHET®IION
evéxel opoilmg IMPOKANOelg Kat Kvdvvoug Aoy
TG KAKNG IIOW0TNTAS T®V 00TV, €V® KAl I
xopnynon avawobnoiag pmopet va amofet
npoPAnpatiky), eWa oe aobevelg pe coPapr)
v000. Ot OKEAETIKEG TAPAPOPPDOELS ATIALTOOV
oovn0wg Yeypovpylkr] OLPPoLAr] Kat ITOAAEG
Qopég Kat xelpovpyixn) napéppaor). To id1o xat
Ol aVveHaAieg TG  OMOVOLAIKI)G  OTHANG
(oxoAiwon, AvOPaAleg  KPAVIOADYEVIKIG
oLPPOArG, omovOLAOAVOL, orovOvAoAioOnor))
[7]. H mapapopewon g Paong tov kxpaviov
HITOPEL VA IIPOKANEDEL VEDPOAOYIKEG OLATAPAXES
Kal va xpewaodet veopoyepovpyixr) Stopbwon.
ot aobeveig pe Papnkoia ayoypottag propet
va PeAtiwboov pe avapPolotopn [21].

SYMIIEPAXMATA KAI MEAAONTIKEX
ITPOOIITIKEX

H AO etvatl voonpa mov mpoPdliet pe
MTOWKIAT KAWVIKI) E1KOVA Kat IPOKAAeital Kopimg
ano petaladelg ota yovidia moo epmAékovrat
OtV IApay®y1) Tov KoAayovoo toroo I. Ot emnt
Tov Tapoviog Owabeolpeg  HETAYEVVITIKEG
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Oepameieg Oev elval amoteAeopatikeg Kat td
atopa pe ooPapry AO vmogepoov  arod
MOAAIIAA KATAYHATA KAl IAPAPOPPDOEL TOV
ootwv xab' oAn ) dwapkela g (wng tovg. H
HPETApOOXELON)
KOTTAP®V eVOOUNTPLmG £Xel MPOOCEAKDOEL TV

peoeyyopatikov  PAaocto-

IIPOCOXT] @G Hid MOAAA vHooyopevy Bepamneia
ywa oofapn AO. KAwikég doxipég yia mv
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aSloAoynon g  do@dalelag  Kat - TG
ATIOTEAEOPATIKOTITAG TNG KOTTAPKIG Deparieiag
Bpilokovtatl emi tov mapoviog oe eGENE. XT0
pEANNoV, 11 éykaipn dtayvwon akolovBoovpevn
arnd  evOopnIpa  petapooyevon  PAacto-
KOTtap®wv mavov Oa oviobetnbet wg vea

Oepamevtixn) emhoyr) yia coPapr) AO.
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REVIEW

Osteogenesis imperfecta: current status and literature review

K. Georgopoulou, M.E. Papasavva, F. Stergiou, V. Boutina, V. Gketsi

Pediatric Department, General Hospital of loannina “G. Hatzikosta”, loannina, Greece

ABSTRACT

Osteogenesis imperfecta is a rare skeletal malformation, with an incidence of 1/15.000 - 20.000 births. Its main
features are bone fragility and fractures, bone deformities, growth failure. Patients usually present with a host
of symptoms: dental abnormalities, blue sclera of the eyes, hearing loss, reduced respiratory function and
cardiovascular abnormalities. The severity of the disease varies from mild, which in some cases remains
undiagnosed until adulthood, to extremely severe, which is fatal, already in the perinatal period. Timely prenatal
diagnosis, initially made with the help of imaging methods, is particularly important for making decisions
related to the outcome of the pregnancy. So far, drug treatments (e.g. bisphosphonates, teriparatide, denosumab)
target the symptoms of the disease and are not particularly effective. The promising intrauterine mesenchymal
stem cell transplantation seems to be the new therapeutic option in the near future.
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