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EAAHNIKH AHMOKPATIA

Edvikov kot KamodiGtplokov
I[Movemoetnuiov Adnvov

OMOIOZTAZIA DQ2ZDOPOY

\_ IAPY®EN TO 1837 -/ _
) -
:/
{/
J ‘ Enavappégnon PO,
NNXI2 —/» /" » FGF-23 »>
y ' ZUvBeon KaAotTpioAng
i A
600-700 yp .
Ayyelakn) enacBEoTwon
T Npdéodog
o0 NN
¢ =
4 Opov N v
A

To 80%—90% twV PLATPOPLOUEVWV
dwodopilkwv opov
enavanoppodouvtat

oo tov vedppo?

Anoppognon PO,
' Anoppégnon Ca™
| p Msiwon anofoln¢ Pi
< ‘EMEWYn KaAo1tpitéAng
Anwlsa mpwreivn¢ KAwbw

1,25(OH),D, PTH ko FGF23 gival
oL KUPLOL PUOULOTEG TNC OHOLOCTOONC TWV
bwodopLkwv

H anoppodnon
dwodoplkwv ano tn
Statpodn HEow ToU
AEMTOU EVIEPOU

puOuileTaL ano tnv

3 1. Santos F, et al. Pediatr Nephrol. 2013;28:595-603. 2. Penido
1,25(OH),D
. MGMG and Alon US. Pediatr Nephrol. 2012;27:2039-48. 3. Bergwitz
Yneptpopia C and Juippner H. Ann Rev Med. 2010;61:91-104.

apm‘?“ - Anoppueuwn 4. Prasad N and Dharmendra B, Indian J Endocrinol Metab.
KOIAIAC FGF-23 2013;17:620-7.
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INOBAA2TIKO2 AY=HTIKO2 NAPATONTA2

* TAukompwrteivn 32 kDa, mou mapayetal oXEO0V AMOKAEICTIKA ATMO TOUC
OOTEOPAAOTEC Kal TA OOTEOKUTTAP

* ‘OMot ot FGFs xpetalovtal toug ouv -urtodoyei¢ a kat 3 Klotho yua tn
déopeuon toug pe vPnAn ocuyyévela otoug umodoxeic FGFR (1-4) ota
KUTTAPA OTOXOUG

* O FGF23 ypnotwpomnolei kata Kupto Aoyo tov FGFR1¢c péow tng cuvoEon¢
Tou M€ 1o a- Klotho (w¢ dtapeuPpavikn mpwTteivn ite w dSraAuvutn)



Yo woopaLLka cUVOPOUA AOYW LEUOVWILEVNC VEPPLKNG

EAAHNIKH AHMOKPATIA

E0vikov kot KamodiGTtplokov aT[(b)\E Laq d) ) Gd) C’) p OouU

IHovemoetnuiov Adnvov
/// ) 1 ] O TR \\\

» o X-dbuloouvdetn unodbwodopatukn poyittdba/ooteopaiakia (XLH/HYP)
* X-puAoouUVvOETN HE TOV UTOAELMOMEVO XapaKtnpa umodwodopartpio (XLRH)
* AvutoowpaTKN entikpatovoa urtopwadopatpikn paxittdéa (ADHR)

» * KAnpovouikn umopwodopatpikn payittda pe vnepacBeotiovpia (HHRH)
» * Oykoyevnc vtodpwodopatptkn ooteopalakia (TIO)



X-OYAOZYNAETH YNODOZDQPAIMIKH PAXITIAA

E0vikov kot KamodiGTtplokov
IHovemotnuiov Adnvov

J H XLH elval po omavia, YEVETLKA, XPOVLA Kol EEEALOOOUEVN OKEAETIKN dLatapaxn, N
omola yapaktnplletat amo avénuevn anoBoAn pwodopLkwyv arno Touc VEGPoUC Aoyw
avénuevne 6paonc tou FGF2312

J Elvait n ouyvotepn popdn KAnpovoulkne umtopwodopatitkne poxitdocs

J KAHPONOMHZH: emuikpatovoac ulooUvEETNC KANPOVORLKOTNTOC, OV KOlL TLEPLTTOU
20%—-30% TwvV MEPLOTATIKWY MPOKUTITOUV Ao autopateg (de novo) petalAaelgh?

JXNANIA NO3OZ: npooBaAieL mepinou 1 ota 20.000 atopa®

1. Haffner D, et al. Nat Rev Nephrol. 2019;15:435-55. 2. Carpenter TO, et al. J Bone Miner Res. 2011;26:1381-88. 3.

Pettifor JM. Eur J Pediatr. 2008;167:493-9. 4. Dixon PH, et al.
J Clin Endocrinol Metab. 1998;83:3615-23. 5. Rajah J, et al. Eur J Pediatr. 2011;170:1089-96. 6. Beck-Nielsen SS, et

al. Orphanet J Rare Dis. 2019;14:58-82. 7. Lo SH, et al. Qual Life Res. 2020 Mar 11



NHHMAA DYNOXZYNAETH ENIKPATOYZA KAHPONOMHZzH

EQvikov kot Kamodictprokov
IHovemoetnuiov Adnvov

N [APY®EN TO 1837 Y, - -

NMPO2BEBAHMENOZ NMATEPA2 NPOSBEBAHMENH MHTEPA
MpocPePAnpevog Mn ripooBeBAnuevn Mn MpooBepAnpévos NpooBefAnuévn
TOLTEP QLG HNTEPQL TOLTEPOLG untépa

O [
i XX xy LK
i | i Q l || | |
XY , nX Mn ¥ ¥ ’ L X o X X
Mn npooBeBANKEVOC MpooBeAnuiv  ooapepAnuévog Y Mn MpooBeBAnuévn MpooBefAnuévos Mn pooBepAnpévn
yLo6 KOPN oc KOPN npooPePAniLevog KOPN KOPN KOPN
Y106

OAeg oL kopeGg Exouv MPocPBAnOeL, MpooBAaAAeTal TO 50% OAWV TWV TTAISIWV,

KOLVEVOLG YLOC eV €XeL MPooPAnOet -2 aveSapTATWES GUAOU 12

1. Ruppe MD. X-Linked Hypophosphatemia. In: GeneReviews® [Internet]. Seattle (WA): University of Washington, Seattle; 1993—2020. Available at: http://www.ncbi.nim.nih.gov/books/NBK83985/. Accessed: 20 February 2020.
2 11 National | ihrarv of Medicine Available at: httn<s://ahr nlm nibh aov/orimer/inheritance/inheritancenatterne Acce<s<sed: 20 Febriiarvy 2020 R Haffner D et al Nat Rev Nenhrol 2019:'15'42R5—55


https://ghr.nlm.nih.gov/primer/inheritance/inheritancepatterns
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Nwpog & Toihxopolidov, Dwopopoc. Mia KAiviky Oswpnon, University Studio Press 2007



EAAHNIKH AHMOKPATIA

Edvicév kat KamoBiotptaxsy Adpavomontikec petaAAaéelc oto yovidlo PHEX

IHovemotnuiov Adnvov
N IAPY®EN TO 1837 .
\

> H nAELovotTnTa TWV
METAAAAEEWY KAnpovopouvTal,
wotoco, 20%-30% tTwv nepLota- AU En uévn oU FGF23

TIKWV TPOKUTITOUV QO OLUTOMOL-
TeC peTaAAaéerc

AntwAela pwc £PPLKO KOl TO
oupomoLNTL Ad emtineda

1,25(0OH),D mou KN artoppodnon

XapnAa entimeda pwoPopLlkwv 0ToV 0pO

1. Haffner D, et al. Nat Rev Nephrol. 2019;15:435-55. 2. Beck-Nielsen SS, et al. Orphanet J Rare
Dis. 2019;14:58-82. 3. Dixon PH, et al. J Clin Endocrinol Metab. 1998;83:3615-23. 4. Rajah J, et al.

Eur J Pediatr. 2011;170:1089-96.



EAAHNIKH AHMOKPATIA
Edvikov kot KamodiGtplokov

[Movemotnuiov Adnvov
_ IAPYOEN TO 1837 Y,

EAAE PO

EmutAokég Aoyw umtopwaodopatpiog Kota tn ¢aon tnG OKEAETIKNG

OLVATTTUENC

MBavn emibpaon xopnAwv emmedwv pwodoptkwv opou

Paxttida

Avemapknc dStapnkng
ovarntuén

NapoapopPwoeL KATW
OLKPWV

AAAeC MOPAOPPWOELC

H payitida elval n eNUTwon TNC AVETIAPKOUC ETILULETAAAWONC
00TEOELOWV OE WPLHO 00TO

H unodwodatolpia pmopel va EUmodLoEL TNV AMOMTWON TWV
UTTEPTPOP LKWV XOVOPOKUTTAPWYV, 0ONYWVTAC OE MELWHIEVI OOTLKN
QVOTTTUEN

H unoemnipuetaAAwon ToU VEOOXNMOTLOLEVOU 00ToU 0ONYEL O€
naAaka (amoduvapwpeva) oota mou Oa mapapopdwbouv uno
ouVvOnKec poptLong

O nat®oAoyLKOC HETAPOALOHOC TWV PWOPOPLKWYV KOl N OVOLOTOAN TNC

OOTIKNC EMLUETAAAWONC UopoLV va cupBarlouv otnv epdavion
KPOWVLOOUVOOTEWONC

1. Uday S and Hogler W. Curr Osteoporos Rep. 2017;15:293-302. 2. Penido MGMG and Alon US. Pediatr Nephrol. 2012;27:2039-48. 3. Beck-Nielsen SS, et al. Orphanet J Rare Dis.

2019;14:58-82. 4. Vakharia JD, et al. Pediatrics. 2018;141(Suppl5):S515-9.



EAAHNIKH AHMOKPATIA

Edvitv kox KomoBotpouadv ErutAokeg Aoyw vrtodwaodopatpiac otnv eviAiko {wn

[Movemotnuiov Adnvov
\_ IAPY®EN TO 1837 J
\\

EAAEUpO MBavn enidbpacn xapnAwv entnedwv pwodopikwv opou

Ooteopalakvuvon H eAAelppatikn EMUETOAAWON TwV 00TEOELOWV VBV VETOL KOTA KUPLO AOYO yLa TNV AVATITUEN
OOTEOMOAAKUVONC

Wevdokataypata Ta Pevdokataypata eival cuvnOeLlg eEkONAWOELG TNG 0OTEOUAAAKUVONG?

Kataypoata H HeELlwon TNC TTEPLEKTLKOTNTOC TWV OOTWV OE LETAAALKA oTOLXELO OXETI(ETAL LE AUENON TWV
KOToy LATwv>4

OoteoapBpitida Ta dwodoplka evexovtal otV UunepTpodla Kot TNV MANUUEAN EMLULETAAAWON TWV
00TEOOPOPLTIKWY XOVOPOKUTTAPWY KOL N KOKI TIOLOTNTO 00TOU TTOU MIPOKAAELTAL OTTO TO XALNAQ
emineda pwodPopLKwV 0pov, 0€ CUVOUVAOLO UE TN MNXOVLKN UTIEPPOPTLON, OXETL(ETAL UE

ooteoapOpitda’
2XNHOTLOMOC H evapén tou oxnuatiopov evéoxovdplakwyv 0oTEOPUTWYV UTTOPEL VO ELVOL ATIOTEAECHLAL TNC
00TEOPUTWV LELWUEVNG EKPPACNG OCTEOTIOVTIVNG LE TOUTOXPOVN UTIOETILLETOAAWON®
EvOeconaBewa MNoBoloyikn empetaAAwon Tou tvwdouc xovdpou oTlc evBEoelc’
2TTOVOUALKNA H ooteomolnon tTwv mapacmovOUAKWY cUVOECUWVY 0ONYEL OTNV TTAXUVON TWV METAAWV KoL 0TNV
OTEVWON ETUUETAAWON TwWV LECOOTIOVOUALWV SloKWwVS

1. Insogna KL, et al. J Bone Miner Res. 2018;33:1383-93. 2. Ahmad F, et al. Oman Med J. 2010;25:141. 3. Harvey N, et al. J Bone Miner Res. 2014;29:1917-25. 4. Portale AA, et al. Calcif Tissue Int. 2019;105:271-84. 5. Mabey T and Honsawek S. Int J Endocrinol. 2015;2015:383918. 6. Liang G, et al. Calcif Tissue
Int. 2011;89:151-62. 7. Karaplis AC, et al. Endocrinology 2012;153:5906—17. 8. Chesher D, et al. J Inherit Metab Dis. 2018;41:865-76.



EAAHNIKH AHMOKPATIA

Edvactv wat KamoBiotoidy EutAOKEC armo To pUiKko cvotnpo Aoyw unmtopwoPopoLLoC

[Movemotnuiov Adnvov
. IAPY®EN TO 1837 %
Vs N

EAAE PO MBavn enidbpaon xapnAwv entnedwv pwodopikwv opou

Aventapknc puikn O smiBAaPeic emdpaoeic meplthappfavouv:i—3
ovantuén ko * BAOPN TwWV OKEAETIKWYV LUWV ME aUénon TNC KPEATLVIKNG Pwodoklvaonc opou Kol ElmakoAouvOn
Aettoupyia KaTooTPodn MUKWV KUTTAPWV Ttou odnyeL o€ paBdopvoluvon

e Alatapoyn ThG cUvOEONC TWV OKEAETIKWY LUWV

o Alataporyn Tou SLapepBpavikol SUVALLKOU TwWV MUKWV KUTTAPWV

e Alatapoyn TS ntoxovdpLlaknc Sounc

 Mewwpevn cuvBeon ATP otouc pUEeC Kat EvoeLla dwodPoKpeEATIVNC

Mewwpévn Uik MNapatnpouvtat XoNAR UK TIUKVOTNTO KOl LLELWLEVOC MUTKOC OYKOC?
TTOLOTNTA KOLL e AUuTO uTtodNAWVEL peyaAutepn Atmwodn dtNBnNon Twv HUWV IOV OXETL(ETAL LE LELWUEVN MUIKN LOXU
roocotnTa

H pelwon tou HUikoU OyKou OXETLETAL ETIONC UE LELWHEVN MUTKA LOXV?

Muikn aduvapia H puikn aduvapio Ba pmopouoe va emeénynBel amo tn Helwpevn ovvBeon ATP otouc puct

Muikn KOmwon Ta puika kuttopa 6ev unopouv va avayevvnOouv Kol Vol AVTLKOTOLOTIOOUV OPKETA YPNYOPO. TNV
ATP ylo va kataotioouv duvath Ho SLotnpouULEVN LUTKA cUOTIOON KoL TTPOKUTITEL LUiKN KOTtwon*

1. Chen YY, et al. Scientific Reports. 2018;8:3573. 2. Veilleux LN, et al. J Clin Endocrinol Metab. 2012;97:E1492-8. 3. Pesta DH, et al. FASEBJ. 2016;30:3378-87. 4. Rice
University, US. Available at: https://courses.lumenlearning.com/nemcc-ap/chapter/muscle-fiber-contraction-and-relaxation. Accessed: 17 April 2020.



T O&ovtikiy NaBolAoyia Aoyw urtodwaodopatpiog

[Movemotnuiov Adnvov

\_ IAPY®EN TO 1837 J
MUKPOOKOTILKEG
N PEVERS eMapd tnv e€wteplkd duolohoyikn epdavion
adapaveivy o ooeEdoyov Twv dovtwwy, N ocoPapn odovtikn voooc otn XLH
6 , A [y | ’ ’
e TORGHC Kenes nep\apBavel Ta akdAouba:
ALlyoTEPO ’ ’ ’ 1
emupeTaAAwpEVN oAuvTouaTa Kol bTtoTtporialovto armootnpata
obovtivn

oEM\elpota adapavtivnet

oMeyeBupevol mtoAdikol BaAapot
ne peyaia moAdka kepato?

oMepLodovtikni voooc?

OoteopaAdKkuvon
Tou dpatviakol

boTo0 oYnevaoBeotiwon patviakol ootou?

A\emTOTEPN OOTEIVN

oAvomAaoia plwv?

Anootnua

oKakn ocUykAsilon?

1. Beck-Nielsen SS, et al. Orphanet J Rare Dis. 2019;14:58-82. 2. Biosse Duplan M, et al. J Dental Res. 2017;96:388—
95. 3. Coyac BR, et al. Bone. 2017;103:334-46. 4. Lee JY and Imel EA. Pediatr Endocrinol Rev. 2013;10:367-9



EAAHNIKH AHMOKPATIA
EQvikov kot Koamodictplokov

IMovemietnuiov Adnvov
_ IAPY®EN TO 1837 Y,

oH XLH elvat pla
DOLVOTUTILKOL ETEPOVEVNC
VOOOC, ME TIOAVAPLOUEC
KAWLKEC EKONAWOELC TTOU
evOEXETAL VO
TIOLPOUCLOLOTOUV OTN
SlapkeLla TNC {wNC EVOC
atopou?

oTa CUMTTTWHOTAL
netafarlovtal PeE TNV
nopodo Tou XpOovou Aoyw
TNC TPOOOEVUTIKNC PUONC
™N¢ vooou3

KAINIKEZ EKAHAQ2EI2

NAIAIATPIKOI _ U Xaproavaamua ez KEs d Katdyuata
O Alopeptiec Twv aKkpwy mou i
TWV KOATAYUATWV

CWOTOG

O Odovtika amootipata , ,
QVETTAPKEIAC KaIl (WVWV

Looser)

O YrmepBoAwkog aplbpoc
oSovTlkwv tEPNdovwv

1 Ooteopaldakuvon
d Novoc oto oota KL TLC
apBpwoelc .
O Avokapbio apBpwoswy | |
O Muiko dAyog kat puikn ||/
aduvapia !

O Avomhaoia Chiari
O Awatapaxec Badiong
7/ d Mewpévn riootnta (g, [ |
ouunepltAoppfavougvou

Tou PuyoAoyLkoU

QVTLKTUTIOU

d KaBuoTepnuévn
Kal duocavaioyn
QVATTITUEN

d OoTeoapbpiTida

4 KpavioouvooTéwo
N

- 1 E¢worTikn emaoPEaTwan,
OUMTTEPIAAUBAVOUEVWV:

d EvBeooputwyv

d EvBeocotrabeiwyv

d 21TovOUAIKNG OTEVWONG

d Payitida

d KaBuoTepnuévn
KIVNTIKA avarmtuén
KOlL VW LLOLALEC
Badionc

1 ATTwAEgIa aKonG

A Avartrnpia TTou €Tnpeadel
TNV IKAVOTNTA £PYATiaC



KAIVIKEC EKONAWOCEIC
el o€ TTaId1a Kal epnpouc
i XapunAo avaotnua
 Payitba
1 Nnooestwo Badlopua
_ Awapaptiec KATw AKpwv, cuumepllapBavopgvnc tne potfoyovioc
1 KaBuotepnon Badlonc Kol KVNTKAC aVATTTUENC
1 Mewwpevn taxutnTa AVATTUENC
1 Odovtka anootiuata (og aobeveic nAkioc >3 etwv) ‘
1 Kpavioouvootewon .
1 AvomAaota Chiari tumou 1 |

1 To supL PaLVOTUTILKO GACHLO KUMOLVETOL OTIO OTTOOVWLEVN
vrtodwaodatolio Ewc coBapn patBotnTto KATW AKpwv*

] Ta meploootepa matdLd €LVOL QLOUUTTTWHOTLKA KOTAL TN vnTilakn nALkio,>
KaBwC tal KALVLKO OULTTTWHOTO OVOTITTUCOOVTOL KATA TN OLAPKELA TWV
MPWTWV 2 €TWV TNC (wNC?

1. Haffner D, et al. Nat Rev Nephrol. 2019;15:435-55. 2. Pettifor JM. Eur J Pediatr 2008;167:493-9. 3. Beck-Nielsen SS, et al. Orphanet J Rare Dis. 2019;14:58-82.
4. Ruppe MD. X-Linked Hypophosphatemia. In: GeneReviews® [Internet]. Seattle (WA): University of Washington, Seattle; 1993—2020. Available at:
http://www.ncbi.nlm.nih.gov/books/NBK83985/. Accessed: March 2020. 5. Vakharia JD, et al. Pediatrics. 2018;141(Suppl5):S515-9.



http://www.ncbi.nlm.nih.gov/books/NBK83985/

Mn vntoxwpnooavta onMela Kot cuptwpupata XLH
NG matdiknc nAwkiac mov e¢eAicoovtot otnv evnAkn {wn
2% W

OoteoapOpitida Tou yovatog
o€ pLa yuvaika nAwkiog 28
ETWV HE EUHUEVOUOEC OOTLKEC
duonAaoisc peta tnv epnPeia

2TTOVOUALKEC evOecomaBeLeC o€
gvav aofevn nAwkiac 35 stwv
pme XLH

Linglart A, et al. Endocr Connect. 2014;3:R13-30.

OL EMMTIWOEL TNG paxitidog Kot TNG
ooteoaAAKUvVONG o€ £vav acBevi nAkiog
30 etwv ntov dev EAafe avaloya Brrapivng
D otnv madiknl nAwkioa. Ta BEAn
umtodnAwvouv  Kataypata  HNXOVIKAG
ovenapkelac. H ootikn anopetaAAwon Ko
n ooteoapOpitida Loyiov eival opatec.

KaBuotepnuévn emoUAWON KOTAYHATWVY
nEPOVNC otov idlto acBevny nAwkiog 30
ETWV META oo SLopPOWTIKEC
XELPOUPVYLKEC emepPaocelc kat otic dvo
KV LEC



KAwikec ekbnAwoelc tng XLH o€ evnAKec

MYIKO ZYITHMA

J AvenmopKknc HUikn avamntuén
J AvenopKknc HUikn Asttovpyia
J Kakn mowdtnta puwv

J Muikn aduvapio

J Mvuikn konwon

EAAeippata apBpwoswyv AAAQ eAAELPpOTOL

J Odovtika eAAsippato
J AntwAgLa aKong

1. Beck-Nielsen SS, et al. Orphanet J Rare Dis. 2019;14:58-82. 2. Liang G, et al. Calcif Tissue Int. 2011;89:151-62.



Awayvwon tnc XLH

KAIVIKG BioXNUIKEG AKTIVOAOYIKQ OIKOYEVEIQKO
QTTOTEAEOUATA TTAPAUETPO! cUPNUOTA IGTOPIKO

H XLH trapouoialel yotifo e1mkpaTtouoag
PUAOCUVOETNG KANPOVOUIKOTNTAG, AV KAl
mrepitrou 20%—-30% TwV TTEPICTATIKWV
TTPOKUTITOUV aTTO QUTOUOTEC METAAAGEEICS

1. Ruppe MD. X-Linked Hypophosphatemia. In: GeneReviews® [Internet]. Seattle (WA): University of Washington, Seattle; 1993-2020. AiaTiBeTal oTO:
http://www.ncbi.nlm.nih.gov/books/NBK83985/. Accessed: February 2020. 2. Haffner D, et al. Nat Rev Nephrol. 2019;15:435-55. 3. Dixon PH, et al. J Clin Endocrinol Metab. 1998;83:
3615-23. 4. Rajah J, et al. Eur J Pediatr. 2011;170:1089-96.



Bioxnuika xapaktneloTika tng XLH

n TmP/GFR 1,25(0H),D
N

L
T, J NN N P N N#

H
N ¢
™1

N: QUOIOAOYIKO, 1: aucnUEVO, 11: TTOAU augnMEVO.
TH PTH utropei va gival peTpiwg auénuévn. *Meiwuévo o€ oxéon YE TN GUYKEVTPWAT PUOPOPIKWV GTOV 0PO0.

e 21NV XLH, uvgioTtaral eTrion¢ armrouaia yAukoloupiag, dikapovaToupiag, TTPWTEIVOUPIAC Kal
OUIVO-0ZuUOoUPiac?

1,25(0OH),D: 1,25-0nudpogupitapivn D (kaAaitpidAn): 25(0OH)D: 25-udpogufitapivn D° ALP: aAkaAikn gwo@ardon: Ca: emitreda aocfeatiou atov opo” FGF23: IvOBAACTIKOG AugNnTIKOG TTApAyovVTag
23" P: emitreda pwa@opikwyv atov opo” PTH: TrapaBopuovn: TmP/GFR: avaloyia cwAnvapiakng YEYIOTNG ETTAVATTOPPOPNONG GWOPOPIKWY TTPOG TOV puBUS oTreipapaTikng dinénong  Us,:
QTTEKKPION aoBeaTiou oTa oupa” Up: atTéKKPIon uo@opikwy oTa oupa: XLH: gulocuvdetn utropwao@artaiyia.

1. Haffner D, et al. Nat Rev Nephrol. 2019;15:435-55. 2. Ruppe MD. X-Linked Hypophosphatemia. In: GeneReviews® [Internet]. Seattle (WA): University of Washington, Seattle; 1993—-2020.
Available at: http://www.ncbi.nlm.nih.gov/books/NBK83985/. Accessed: February 2020.



AKTIVOAOYIKO XapaKTNEIOTIKA TS XLH

Maidid kai £pnpol

EvAAikeg

® Hmpaypatonoinon aktwoypagdiog rov neplopitetal ot e O1 evnAIKEC eVOEXETAI VO EUPAVIOOUV
yovata r)/kat Toug kaprmoug r/Kat Toug acTtpayaAoug elval o WYeudokartayuaro/KatayuaTa
cuVNBwG eMapKNG Yo tn Stayvwon poxitdag o [Npwiun ooteoapbpiTIda TNG GTTOVOUAIKNC
OTNANG, TOU IOXIOU KaI TWV YOVATWYV
e Oupoayttikéc BAaBec xapaktnpilovtal oo KumeANOeLd Kal o EvOeootraBeiec
Slknv «aokoU» SLapopdwaon Kot SLATTAATUOUEVEC KoL
QLKOVOVLOTEG ETILHUOLAKEG TIAAKEG OTO LAKPAL 00 TA e OOOVTIKEC OKTIVOYPOAPIEC EVOEXETAI VO
KATAOEICOUV OTI TO PATVIAKO OCTO TTOU
® AUTEC ol avwHaALleEC TPOKUTITOUV 0€ BE0ELC TaXeloC avamTuéng 'ITapIB('X)\)\EZI TO OOVTI €ival |J£I(JL)|J&'ZVO )\()V(JL)
OTIWC OL TTAEUPOXOVSEPLKEC GUVEETELC, OL OTtolEC 08NYOoUV o€ EANEIUUATWY aOBeCTOTTOINONG
«POXLTLKO KOUTIOAOLY» Kol aUAQKEC Tou Harrison
e To PAOIWOEC OCTO EP@AVICETAI TTETTAXUOPEVO
e To pAowwdec 00TO epdavileTal MEMAXVOUEVO Kol EANELTTOUV KAl EAAEITTOUV XGpGKTr]pIO'TIK('] ochKr']g
XOLPOLKTNPLOTIKA OCTLKNC armoppodnonc O(Troppc')(pr]or]g

XLH: puAoouvoetn uttTopwao@aTaipia.

Haffner D, et al. Nat Rev Nephrol. 2019;15:435-55.




Aldyvwon HECW YEVETIKNG avaAuoncg

e H poplakn YeVETIKN avaAuon JTTOPEI va eReBalwacl yia diayvwaon, aAAG Oev gival aTrapaitnTn Yio TNV £0paiwor
MI0G O1ayvwong KATA TNV TTOPOUCIA XAPOKTNPIOTIKWY BIOXNUIKWY eupnuaTwv?!

e 2uvioTaTal emReRaiwaon TNG KAIVIKNC d1ayvwonc XLH péow yeveTIKNG avaAuong Tou yovidiou PHEX og Taidia kal
eVAAIKEC, AV €ival EPIKTO?

e O £Aeyxocg evog povo yovidiou Tou yovidiou PHEX atroTteAgital atrd avaAuon aAAnAouxiag¢ akoAouBoupuevn aTro
avaAuon diaypapwVv/dITTAaCIaoUWY, WS aTralTeitart

e Mopiakr avaAuon evog TTOAUYOVIOIOKOU TTAVEA UTTOPEI ETTIONG va XpnoiyoTroinBei yia Tn diayvwaon eIKalOPevNG
UTTOPWOPATAINIKAC paxiTidact
o Ta TTaveA dlapEPouV avaloya Je TIC HEBOOOUC Kal Ta yovidla TTou TTeEpIAaUBavovTal

H XLH tTTapouciadlel yoti3o emKpaToucac QUAOCUVOETNG

KAnpovouikoTntag, av Kal Trepitrou 20%—-30% Twv
TTEPIOTATIKWY TTPOKUTITOUV ATTO QUTOMATEC METAAAGEEICS

1. Ruppe MD. X-Linked Hypophosphatemia. In: GeneReviews® [Internet]. Seattle (WA): University of Washington, Seattle; 1993-2020.
Available at: http://www.ncbi.nlm.nih.gov/books/NBK83985/. Accessed: February 2020. 2. Haffner D, et al. Nat Rev Nephrol. 2019;15:435-55. 3. Dixon PH, et al. J Clin Endocrinol Metab.

1998;83:3615-23. 4. Rajah J, et al. Eur J Pediatr. 2011;170:1089-96.



To poptio tTn¢ vooou tnc XLH

Mewwpnévn [Tovoc o€ oota
AeLtoupylkotTnTa KoL ApOPWOELC

Mewwpevn
riototnta {wNC

(Qol)

Skrinar A, et al. J Endocr Soc. 2019:3:1321-34.



To poptio Twv petaBoAwv mou enipepetl n XLH
o€ oAOKANpN Tt Stapkela tnc wnc’

Nauda* ‘Epn Bmi EVﬁAIKSQi
n=31 n=18 n=45

Sl A

= Conventional treatment

= Relationships

m Psychological

® Movement

/ Healthcare
Employment

» Education

m Rickets-related defects

B
»y &

To @opTio TNG vOoou PeTaBAAAeTal o OAOKANPN TN OIAPKEIO TG (WNG

2Ta TTAIOIA KUPIapXOoUV BEuaTa TTou a@opouV oTn CUPPBATIKN BepaTreia

Ta YuyxoAoyika BEpaTa gival ETTIBAPUVTIKA 0€ KABE aTAdIO, AAAQ £xouv I01AITEPN onuaacia otV €pnPIKA NAIKIO

O1 eVNAIKEC TTPOOOEUTIKA £TTNPEAlOVTAI OTTO GAAa BEuaTA, CUPTTEPIAAMPBAVOUEVWY TWV «AAWY CUUTTTWHATWY» (KaBodnyouvTal aTtro
TOV TTOVO Kal TNV KOTTWaON), TNS Kivnong Kal TOU KOOTOUC TNC UYEIOVOUIKNG PPOVTIOOC

Other symptoms
Skeletal-related defects

m Co-morbidities

TAedopéva atrd pia Bepatiki avadAuon ypatmTwy ammaviioewyv acBevwy pe XLH mmou eAjpbnoav katd tn didpkeia yiag diadikTuakng onuoaiag avoixThc aulAtnong tou NICE. #FMaidid nAikiag <9 1wy,
epnpol nAikiagc 10—17 eTwyv Kal eviAIKeC NAIKiag =18 eTwv.

NICE: EBvikS IvoTitouTo Yyeiag kal KAivikn¢ AploTeiag, XLH: puAoouUvOoETn utToOPwoPaTalyia.

Ferizovi¢ N, et al. Adv Ther. 2020:37:770-84. 24
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EAAHNIKH AHMOKPATIA

Edvikov kot KamodiGtplokov
ITovemict nuiov Aanvov

OrKOreNHz OZTEOMAAAKIA (TIO)

1 H Oykoyevnc ooteopaAakia Elval Evol OTIAVLIO TIOPOVEOTIAACUOTIKO cUVOPOO TIOU
xapoaKktnpiletat amno vnopwodopatpia, Aoyw amofoAnc pwodPoplkwyv aro Touc VEPPouC
ko dratapaxng tng ouvBeong 1,25(0H),D mou mpokaAeitatl amd cuvhBwG ULKPOUG
eVOOKPLVELC OYKOUC TTIOU €KKpilvouv TN pwodatouplkn oppovn FGF23

ATa enineda abwktov FGF23 otnv TIO £xeL avadepBel otL eivol uPnAotepa amo O,TL oTN
XLH

JAv kal n mAetovotnta TwV dwoPaTOUPLKWY LECEYXUMOTLKWY OYKWV Eivat KaAonBELc,
£YOUV avoPpePOEL TIEPUTTWOELC KOl KALKONOwWV OyKwWV



EAAHNIKH AHMOKPATIA

Edvikov kot KamodiGtplokov

[Movemotnuiov Adnvov
_ IAPYOEN TO 1837

J

ENIAHMIOAOIKA XAPAKTHPIZTIKA

JAV Kot teplypAdeTAL WC KOTIAVLAY, N AKPLPAC TTOYKOO L
ETILITTWON Kot 0 eTLOAACOC TNC TIO dev elval cadelc

JMepinov 400 neplotatikd TIO €xouv avadepBel otn
BiBAloypadia ewc ocnuepa

JH péon nAkkia katd tn dtayvwon eivat 45+16 €tn (eVpoc: 2—
86 €1n), KAl avadpopA OPLOUEVWV TTEPLOTATIKWY OE TtoltdLa

JH voooc daivetal OtL mpooBAAAEL e€loou yuvaikec Kol AVOPEC

1. Minisola S, et al. Nat Rev Dis Primers. 2017,3:17044. 2. Endo |, et al. Endocr J. 2015;62(9):811-6. 3. Orphanet. Oncogenic
Osteomalacia. Available at: https://www.orpha.net/consor/cgi-bin/OC Exp.php?Ing=en&Expert=352540. Accessed: 23 March 2020. 4.
Jiang Y, et al. ] Bone Miner Res. 2012:27(9):1967-75. 5. Yin Z, et al. Osteoporos Sarcopenia. 2018:4(4):119-127.



https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=352540

NAGODYIIONOTIA

Edvikov kot KamodiGtplokov

[Movemotnuiov Adnvov
_ IAPYOEN TO 1837 Y,

bwodopkwv

. | FGF23
% R
OUpa Kuttapo vedppikwv S:‘ Tpwoelb€
1-a udpofuAdon TIO NaPi2a ocwAnvopiwv ¢ .g:‘
l 1,25(0OH),D l NaPi2c ZuppeTadopelg EGER ’
A NaPiZa/NaPiZg & FGF23
W
X 2 %  §
>
 ehei | b &
MuookeAetikd eNAeippata, .. Metwpévn !g o
EAAELUUOTIKT EMMETAAAWON, cuppetadopd
KOLTAYHOTOL, OOTLKOG TTOVOG, O vatpiou / <)
BN T puikn aduvapio? dwodOPLKAOV !&ﬁ) é& pu
\ r;_\ | : N -
rtoppédnon AT[GKKplO'r! O :X ) ) - G S

o Pdwodopikd

> l dwodopika <
opov

1. Corbebaisse M and Lanske B. Cold Spring Harb Perspect Med. 2018;8(5):pii:a031260. 2. Saraff V, et al. Paediatr Drugs. 2020;22(2):113-121. 3. Razzaque MS.
Nat Rev Endocrinol. 2009;5(11):611-9. 4. Minisola S, et al. Nat Rev Dis Primers. 2017;3:17044



EAAHNIKH AHMOKPATIA

KAINIKEZ EKAHAQZEIS

[Movemotnuiov Adnvov
\ IAPYOEN TO 1837 Y,

» Ta kuplo cupmtwpata tne TIO dev oxetiCovtal pe tov idLo ‘J
TOV OYKO aAAQ €lvall CUVETELO TNG COPAPNG Height loss (69%)
vrtopwodopatplac (rmov npokaAeLtal amo
vTtepmapaywyn tov FGF23)

Tooth loss/ S ( Thoracic deformity
loose tooth (17%) B (33%)
é
aPathﬂlﬂgiEalfraciurE ~ = | Spinal deformity I
(80%) | (27%)
| A |
0 Local lump (16%) | ~_| Muscle weakness ‘)
65%)
| A
Bone pain N |cug§{;va " 0
Avadpopikr) avaAuon Twv KAWVIKWV ekdSnAwoswv o€ 144 aoBeveic pe TIO (99%) ( D] |
|

1. Minisola S, et al. Nat Rev Dis Primers. 2017;3:17044. 2. Adapted from Feng J, et al. Endocr J. 2017;64(7).675-83.
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EAAHNIKH AHMOKPATIA
EQvikov kot Kamodi6tplokov A I A I-N Q z H

I[Movemietnuiov Adnvov
\_ IAPY®EN TO 1837 J
> <

KAINIKH EIKONA

» XapunAa enineda kukAodpopouviwv pwodopLlkwv oTov 0po
» Quololoyka/xapnAa enineda 1,25(0H),D

» Auénuéva entineda aAkaAlknc dwodataong

EPTA2THPIAKOZ EAETXOZ » Duololoykd KukAodopouvta enineda aocfeotiov kat PTH
(ta emimeda PTH ivat cuvOwc pucloloyika aAAd pmopEi va
glvall Kat upnAa)

» \eLTOUPYLKA ATTELKOVLON
» Avatopikn anewkovion (ocuvROwc eVIOXUUEVN ME
oklaypadiko péco CT /kot MRI)

» ETTIAEKTIKN QAERIKN OElypaToAnWia PE
METPNON TwV emMITTEOWYV FGF23 (sav

QTTAITEITAI YIO VO ETTIBERBAIWOEI OTI M1
utrotrtn BAAGRnN €ival o PMT TTou eKKpiveEl
FGF23)

AMEIKONIZTIKOZ EAEINXO2



SN Movu gvtomni{ovtol oL OYKOL KOlL TTOCOG XPOVOG
L OLTTOLLTELTOLL YLOL TOV EVTOTILGO TOUC;

* AOYw TOU OTL Ol OYKOL HImopoUV va ENPavIoToUV GE OOTILTN LOTO N LOAOKA HopLa, Ao tnv KEpaAn £wc tTa SAKTUAC Twv
odLWV Kal £xouv ouvnNOwC MOAU HIKPO HEYEDOC, eival ouxva oAU SUGKOAOC O EVTOTILGLOC TOUC.

Evrotriosigc 6ykou o€ 308 aoBeveic pe TIOS

Kepain: 21% . = ‘Eyxel dloTuttwBEi 611 N opIoTIKA BgpaTreia TS TIO kaBuaTEPEl TTEPAITEPW KATA
~ ¥ S £TN KATA JEOO OPO UETA TN dIAyvwaon AOyw TNG AdUVAMIOC EVTOTTIOMOU TWV
KolAia/Bwpakac/TpaxnAoc: 11%\ UTTOKEIMEVWV OYKWV*
Avw akpa: 9% =B

——

Mepioxn) 10xiou/TTuéNou: /
12%

4 4 . 0 : , o ’ ’ Ve 4 V& s
KaTtw akpa: 42% — = O1 oyKkol evTOTTICOVTAV OUXVOTEPQ OTA KATW AKPA ATTO O,TI 0€ AAAQ onueia Kal

ouxvoTepa oTa HaAakd popla (55%) évavtl Tou okeAeTou (40%)3

[TOAANQTTAEG OEocic/peTaoTAOEIC: 2%
Aev avagépeTal: 3%

SD: tumikr} atrokAion® TIO: TTpokaAoUpeEVN ATTO TOV OYKO OOTEOUOAAKUVOT.

1. Chong WH, et al. Endocr Relat Cancer. 2011;18(3):R53-77. 2. Boland JM, et al. J Endocrinol Invest. 2018;41(10):1173-84. 3. Jiang Y, et al. J Bone Miner Res. 2012;27(9):1967-75, Suppl 3. 31
4. Jan de Beur SM. JAMA. 2005;294(10):1260-7. 5. Feng J, et al. Endocr J. 2017,;64(7):675-83.



mt e s 2YMIMEPAZMATA

Edvikov kot KamodiGtplokov
[Movemotnuiov Adnvov

J2e mawdua kot epPouc pe XLH, n xpovia vtopwodopatuio pmopel va mpokaAEoel payitida, pofotnta KATw

AKPWV KOL EVTOVA LUOOKEAETLKO AAYN

J2e evAAikec pe XLH, n xpovia vtopwodopatpio Unopel va npokaAESEL ooTEOUAAAKUVON, ooteoapBpitida
KOlL LUOOKEAETLKA AAyN

JTo dpoptio tnc vooou séeAioostal o oAOKANPN TN dLapkela TNC WNC Kot ekdnAwvetol SLopoPETIKA HETOEU
TwV nNAWKKLaKwY  opadwv, Kol ot acBevelic ocuvnOwe eudavilouv TOVO, MHEWWHEVN AELTOUPYLKOTNTA,
UXOKOLVWVLIKO BEpOTA KOl LELWMEVN TtoloTNTA {WNG

J2tnv Oykoyevl Ooteopalakia, n xpovia vntobwodopalpio TPOoKAAEL , EAAELMUOATIKN ETUUETAAAWGCN OOTWV,

LUTKN aduvapio, 00TLKO TTIOVO KoL TEALKOL KATAYHOTO



AAAAAAAAAAAAAAAAAA SYMMNEPAZMATA
vikov kot KomodiGtplakov
ITovemict nuiov Aanvov
IAPY®EN TO 1837

»H ovupBatiknl Oepancsia aroteAeitat amd YopnyouHeva OnoO TO OTOUO
CUUTANPWHATA (@WOQOPLKWY yld TNV avilppeonnon Ttn¢ amnofoAnc
bwodoplkwv arno toug vedppouc Kat avaloya evepync Brrapivne D (kaAottploAn
N aAPpakaAoldoAn) ywa tnv aviictaduion tng avemapkeiag 1,25(0H),D xwpig
LKOLVOTTOLNTLKN OVTOITOKPLON OTNV MAELOVOTNTA TWV OLGOEVWV

» Mo oTtoXEUUEVN Beparmeio TOU AVTIMETWLIEL TNV UTTOKELUEVN TLAOOYEVELO TNG
vdnAng Ekppaonc tov woPAatikov avéntikovu ntapayovta 23 (FGF-23) sivat

aapaitnTn yia tn BeATiwon TG UyEilac Kot TtnE rototntoc {wN¢ aUTAC TNC WOLattepnc

Katnyoplac acBevwv
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