[[ENIKO NO2OKOMEIO

[TAIAQN MNENTEAHZ

OPOOMNAIAIKH KAINIKH

NEPINH'PH

Napoucioon acBevouc, nAkiog 13 eTwv, Ue
TTOAAOTTAGQL OTTOVOUALKAL KOTAY Lot

H mapouoia oTtovOUALKWY KOTOYULATWY O€
ouvOUAOMO ME XaAUNAN 00TIKA Ttukvotnta (Z-
score <-2 SD) B€teL SLAyvwon 00TEOTIOPWONG
ota ntadLa (International Society for Clinical
Densitometry)

ATIO TO LOTOPLKO, TNV KALVIKN €E€TOION KOLL TOV
EPYAOTNPLAKO EAEYXO OEV MPOKUTITEL N
nopouvocia mpwtonabouc ooTeomOpwWoNnC N
voonpatoc urteuBuvou devutepomabouC
OOTEOTIOPWONC

O pHopLaKOC EAeYXOC aVAOELKVUEL TNV

ToPouU oL VOUKAEOTLOLKNG LETAANOYNC
c.443G>C oto yovidlo SLC9A3R1. H ev Aoyw
HeTaAloyn EXEL CUOXETLOTEL LIE
vedbpoAlBilaon/ooteonopwon,
urtopwodaTaLpLKH, TUTTOU 2

H Bepareia tou acBevouc mepthapPavel
OVTLOOTEOTIOPWTLKA aywyn Kal epopuoyn
KOPHLKOU KNOEUOVA KUDWOEWC

EIK. 1

MIORAANAA INONAYRIKA KATATMATA LE EAADOL NOYKREOTIAIKHE METARAATHL

1. AHMOTPADIKA

Ayopt nAwkiac 13 etwv
BMI: 28.7
ATOLLKO/OKOYEVELOKO LOTOPLKO EAEVOEPO

2. KRINIKH EIKONA

‘Evtovn paytaAyia pLeta amo avonndnon
oKAPOUC OTO OToio emePaltve

‘Evtovn evawoBnotla kata tnv PnAadnon tng
22 e aduvaplo EKTEAEONC KIVOEWV OUTNC
AOYW TOU AAYOUC

................ 8967 M/13Y

2
FOV 27¢

SW2. ﬁ

\AJ

EIK. 20

‘&
‘ ";,‘.‘”, i \ b
Q ;.‘,‘” ;a
=
“ . \ ¥ )
[ 3 . L)
1 l? 1 WS ANTAT 4
"a » £yt " 'llts!" ."t \
" SOV R AR\ RS RAT L )
v : \ i A TR LY y iyl .
YA | REANANGATMINS gt R
:v'»' f(! ¢ o iw ' d1n ,!’ . | .‘1.
’ | : e
ot
y .
|
L/ |
'>' |
|
& .
d ¥y B
,..':
g
%
E

¢.443G>C oto yovidto SLCIA3RT

APXONTAKHZ M. I -MAAAKAZH A. —TTAATANITHZ |. —[TAZTTATH I.

3. ANEIKONILTIKOL ERETXOX

1. A/A 22 F/P og 0pBia B€on (Etk. 1)

* [MoAAamAd ortovOUALKA KaTaypata (amwAeLa
U oUC OTTIOVOUALKWY CWHATWYV HE aPlKOLAN N
opnvoeldn napapopPwaon), EViovn ooTEOTEVLA

« Kodwon OMzz (ywvia Cobb ©3-012: 600)

« Kudbwon O0M22

2. CT: moA\ammAa omtovOUALKa kataypata (Elk. 2a
Ko 23)

3. MRI: moAAatAd oTtOVOUALKOL KALTAY LLOLTAL

4. DEXA: BMD OM22 Z-score -3

5. U/S NOK: ywpic etkova diataonc n Abiaonc

4. EPTALTHPIAKOL EAETXOL

Hb: 12.7g/dl, TKE: 25, CRP: 1.35,

Ca: 9.7 (8.5-10.5), P: 5.5 (2.7-4.5), ALP: 154 (18-535)
25(0OH) D: 17.1 ng/ml (>30ng/ml)

PTH 36.6 pg/ml (15-65 pg/ml)

Ca oUpwv 24wpou: 195.3 mg (2.79mg/kg/24h)

P oUpwv: 849.45 mg/24h (400-1300mg/24h)

Ca/Cr ovpwv: 0.29 (<0.22), P/Cr oUpwv: 1.06
(tuxalo oupnon)

9. MOPIAKOL EAETNOL

 Next Generation Sequencing ywa to panel tnc
OO0TEOTIOPWONC

* Mapovuacia 6V petaA\aywv, ApLPOTEPEC OE
eTeEPOlUYN KATAOTOON LE AUTOCWLLOTIKO
ETILKPOATEC TIPOTUTIO KANPOVOULKOTNTOC

» 1. NoukAeotdikn aAAayn ¢.443G>C oto
yovidlo SLC9A3R1 (€xel CUOXETLOTEL HE
veppoAlBioon/ooteonopwon,
vTtOP WO PATALULKA, TUTTOU 2)

» 2. NoukAeotdikn aAayn C.1973A>G oto
yovidlo PDE11A (€xeL CUOXETIOTEL ME
gepudavion mpwtomabouc HEAAYXPWOTLKNAC
olwoouc uttepmAaoioc Twv envedpLdilwv)

e Xopnynon mapokeTAUOANC Kat LBoumntpodEvNC
KAlvooTtaTLoMOC

 Edappoyn kndepova aklvntomnoinong tng 22

e Amoxn arno abAnTikec SpAOTNPLOTNTEC

AVTLOOTEOTIOPWTLKN aywyn

aAevdpovatn 70mg/eBdopada per os

cupunAnpwpo a.cfeotiov 500mgx2

cupunAnpwpa Brrapivne D 40001Ux1

Yuotaon OLALTOAOYLKNC EKTLUNONG KOl OTTWAELOLC

Bapoug

e AvTtlKaTtaotaon Tou Kndspova e kndeuova
KUDWOEWC

O

1.NOPEIA NOLOY

e E&L unvec peta to cupBav eAevBepoc
QaAyouc

* AEKATIEVIE MNVEC LETA TO CUMPAV
eVOELEELC OVOLKOTAOKEUNC TWV OTIOVOUAWVY
(Ewk. 3a, 30B)

e Juvexl(eL TNV AVTIOOTEOTIOPWTLKN Oywyn

e JuveylleLtnv epappoyn tou kndepova
KUPWOEWC

* Mn emitevén ToU OTOXOU ATIWAELOLC
Bapoug

8.LYMNEPAIMATA

H ntapouvaoia moAAamAwv crtovOUALKWV
KOTAYHATWVY o€ vyt rtoda xpnletl evoeAexouc
QUTTELKOVLOTIKOU KOlL EpYAOTNPLOKOU EAEYXOU
yla tTn Sltepevivnon TUXOV VOO ULATWV
vrteLBUVVwWV deutepona®ouc ooTEOTTOPWONC.
O pHopLAKOC EAEYXOC TTOLEL CNUOVTIKO POAO
otn Stadopodlayvwon, Sedopevou OTL pUmopel
vo ovadeiéel TuYOV HETAAAQYEC OL OTTOLEC
ouOXETLWOVTOL LE OOTEOTIOPWON.

H Beparela oTOXEVEL OTNV OVTLULETWTILON TOU
aAyouc, otnv anoduyn mapopopPwonc tne 22
KoL 0TNV aU€Non TNC OOTLKNC TTUKVOTNTOG,
wWOoTE va arnodpeuxBouv TUXOV LEANOVTIKA
KaTaypoto tneg 22
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