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INMOKPATEIO O PONO2 TH2 METANNAZ=H2 p.V804M TOY RET
Evduuia KaAAwotpou, EAevn KoupoyAou, 2opia Atovuoortoudou, Anuntpa Payia,

lewpytoc NBpinAoyAou, BaotAikn Towoua, 2téAAa MNMpoikakn, Kwvotavtivoc MrteAnc, lwavvncg HAioc, Xpnoto¢ 2aB6idénc¢

[ —

EvéokpiwvoAoyiko Tunua, Intmokpatelo Neviko Nocokopeio ABnvwyv, ABnva

ElG oV ’ AkoAoUOnoe emtuxnG¢ AamapooKomikny EemEpBacn kot opaAn avappwon. AmO TNV

v vn na@oloyoavatopikn e€€taon nNPoekuPe KaAd dtadpoponolnéEvo GatoxpPWHOKUTTWHA SLAUETPOU
H Stayvwotik mpOoKAnNon tne cuvunapénc LUEAOELSOUC KAPKIVWHATOC TOU Bupeoetdouc (MTC) Kal 3,4 cm kot PASS score= 4 kot dwatipnon Oetikotntac evavit SDHA kot SDHB. H acBevic eixe
b ALOXPWHUOKUTTWLATOC EVTOTUIETOL 0TN MELWUEVN EMIMTWONR TOUC Kot T Suoyépsia eruBeBaiwone  OTAOEPN HETEYXEPNTIKN TtOpEla. O povadikog arnoyovog tng acBevoug eixe ndn umnoPAnOel o

e Sldyvwone pHéow KAWLKOEPYAoTNPLOKWY efetdoewv. H moAumAokdtnta aufdvetar otav  YOVIOLAKO £AeyXo o omoiog Nrav apvntikog yia petadAagels oto yovidio RET.

ouurniepltAappBavovrar onavie¢ petaAAagelc tov yovidiovu RET, onwc n p.Val804Met, n omolia - o | il
OXETL(ETOAL LE TIOLKIAO OYKOYEVETIKO SUVOMLKO Kot N Epdavion patoXpwHOKUTTWHATOC 0 POPELC
TNC CUYKEKPLHEVNC METAAAXENG Elvoll EEAUPETIKA OTTAVLOAL. A

Avadopa Mepimtwong .

Napovuoialetol nepintwon yuvaikac 70 etwv pe MTC kot patoxpwpokuttwpa. H acBsvic movu =
untoBANONnKke oe Oupeostdektonn Kot KEVIPLKO AEUPAOEVIKO KOOAPLOMO o€ nAwkiar 55 €Twv Aoyw '
dteoctiakou MTC AE 0,8cm kot AP 1,6cm, €depe petaAlaén tou RET, etepoluywtnc otn O€on
c.2410G>A (p.Val804Met) oto e€wvio 14. AkoAouOBnosg, 15 £€Ttn apyotepa, N AVEVPECH CUMITOYOUC
aAloiwonc 6&g& ol emwvedpdiov 2,8x1,9cm pe ocadn opla, avénmevec rmukvotntec (30HU) kan
OMOLOYEVH oKlaypodLlKR EVioYuon MoOU MOPEUEVE oTtnV KaBuotepnuevn daon tng e€€taonc. 2To
OPLOTEPO ETVEPPLOLO AMELKOVIOTNKE OMOTIUN Taxuvon adsvwpatwdouc unepnAacioc. Ao to
oAoowpo omnwvOnpoypadpnua pe 1131 MIBG mposkude ott n BAaBn AE Atav ocupPatn MHe anl
VEUPOEVOOKPLV OYKO

:

T

|
[{]

p—

’\ |
-~
-

|

T

|

-
ot - \
- . .
-
’
\ »
4 -l

9

T

tw

:
(T

JUUTTEPOC LA

H mapovoltalopevn mepintwon avadelkvUEL TNV avaykn yla Wdlaitepn mpoooxn otnv akoAovbia
Twv dLayvwoTtikwv dtadikaolwv o aaoBeveic pe MTC, dLaitepa otav UAPXOUV METAAAAEELC OTTWC
n p.Val804Met. H ocuvUnmopén tou POALOXPWHOKUTTWHOATOC TTAPOUCLALETOL WE MLl EMUTAEOV
TLPOKANOCN, TOGO OTOV OLOYVWOTIKO OCO0 KOl OTOV OePATMEUTIKO TOMEQ, UToypappi{ovioc tn
onuoota tnG eENTOMLKEUMEVNC MPOOCEYYLONG KAl TNC SLapKoUuc emaypunvnonc ywa tnv epdavion
VEWV OYKWV OLKOMLOL KOl LETA ATtO TTIOAAQ XpOvLa OO TNV apXLKR diayvwon.
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H Mayvntiki Topoypadia omiobonepttovaikou Xwpou rnov akoAouOnoe, enifePaiwoe to eVpnUA 'l'.i_'lﬁ%i
aAdolwonc Oe€ ol emwvedpidbiov 3,2x2,5x2,2cm, HE datApnon &evioxuong CE TOPOTETOUEVEC
Aqec. XapunAn évraon otic akoAouvBisc T1 kat moAU vPnAn otic aakoAouvOisc T2 pe OMOLOVEVA
oklaypadlkn evioxuon Katl dtatpnon evioxvonc o€ mapatetapevec AnPeLg peta tnv mapodo 10
Aemttwy, ewkova mou Oa upmopouce va amodobei oe PpoaloxpwHOKUTIWHA. Agv €AEYXONKe — = " i
XWPOKATAKTNTIKN £€epyaocia oto aplotepo emwvedpidto. H petpnon petavedppivwv oe cuAdoyn ' ‘
oUpwvV 24wpovu/Crea BpEOnke maOoAoyikn He TwneEC 1794 pg/g Cr (90-540).
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