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[Mponyoluevn 6npocicvon:http://www.pemptousia.gr/?2p=30304]

NQTIAIA MYiKH ATPO®IA
ICD 10 - Kwdwkég: G12.0, G12.1.

H NwTtwalo Muik Atpogla mepAUBAVEL UL OMADA VEVPOULIKWY dLaTapaAXWY TOoL
xopoktTnpiletal and eKQLALOUO TWY TMPOCOLWY KEPATWY TWVY A-KLWNTIKWY VELPWVWY
TOU VWTL{oL HLEAOD TOL €XEL OOV QAMOTEAECUO OULHUMETPLKA MLIKA aduvvapia Kot
EKQUALON TWVY KWNTKWY HLUWVY. ZmAvia otnv €kdAAwon tNG vOooL EPMAEKOVTOL
AAAa 6pyava fj AAAO TUAHA TOu VveLPLKOU cuoThuaToG. H emkpdtnon tng véoou
EKTIHGTOL o€ mepimov 1/30.000.

Téooeplg vnoTumol €xovv KaboploTel cOMPWVA PE TNV NALKIQ EUEAvVIONG KOl TN
BaplTnTa TNG véoou: TomoG 1 (SMAL), n mo coBapry Hopen, HE €vapEn TP TNV
NALK{Q Twv €EL pnvwv. Tomog 2 (SMA2), ue évapén otnv nAwkia peta&d 6 kot 18
HNvwv. Tomog 3 (SMA3), pe évapén katd TNV matdik nAwkkia kot tnv epnPeia, Kot
Tonog 4 (SMA4), n Atyétepo coBapn poper, HE E€vapEn otnv eviAltko Cwn.

OMot ot tomot yoapaktneilovtat amd puikg advvauia kot atpoplo TOLKIANG
BaplTNTAC, KLUPIWG TWY KATW GKPWY KOl TWV QAVOATIVEVLCTIKWY HLWY. H aduvauia
elval oxeddév MAVTA CUMMUETPLKA KOl TPOOSEVTIKA. ZTA KAWLKA €vpApaTa unopel
enlong va nepAapBdvovtal : okoAlwaon, Wwidlopol VWY KoL CUVOECULKEG KAKWOELG.
H SuoKolALdTNTA KOl N YOoTPooLloopayLk maAwvdpdunon elvat ouyvi.
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Mepimov 10 95% TWV MEPMTWOEWY TNG SMA mpokaAovvtal and opudluyn andAswyn
(e{te Tov €EWviov 7 4 Tov €EwWviov 7 Kat 8) oto SMN1 yovidio (5912.2-q13.3) mov
kwdlkomotel TNy SMN mpwTeivn. Eva de0tepo SMN yovidlo (SMN2 5q13.2) €xet
enlong evtomotel To omolo puvBUICeL TNV obvBeon pévo tov 10% TOL MAKOULG TNG
MPWTEIVIKAC aAvcidag SMN. Qotéoo, av Kat vmdpxel Kamowa Siagopomnoinon, n
goBapoTnTa TNG SMA €l(val avTLOTPOPWC AVAAOYN ME TOV aPLOUO TWY AVTLYPAPWY
Tou SMN2 yovidilov. Etol aobevelc pe tpla | Téooepa avtiypaga eKONAWYVOLY
ouvxvotepa SMA3 / 4, napd SMAL. AnaAsipelc (deletion) Touv yovidiov TNG NAIP
(5913.1) €xouv eniong evtomiotel Kat unopel va ennpedlovv TNV coBapdTnTa TNG
vooov. H petaBiBacn twv SMN1 kat NAIP anaAsiyewv (deletion) yivetalr pe
QUTOOWHATIKG LTMOAELMOMEVO TPOTO. Mepimov To 2% TWv MEPUMTWOEWY oPe(AovTal
oc de novo HETAAAAEELC.
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H dudyvwon Baociletat otnv KAWLWKA €EE€TOON KAl TO LOTOPLKO Kal Mnopel va
emPeBatwbel pe yovdblakd €Aeyxo. Emiong OlayvwoTikéc e€Eetdoelg elval To

NAEKTPOULOYPAPNUa Kal n Bloyla HLAC.

H dlagoplkn dLdyvwon nmepAaUBAEvVEL TNV TAGYLX LLATPOPLKH) OKARPLYAN, CLYYEVELC
MUIKEC BuoTpoleg, ovyyevelc pVOMABELEC, TNV MPWTOMAOA HLATPOPLKH OKAAPLYAON,
MLOOBEvELa gravis, Kol SLaTapaxEC TOL HETABOALOUOD TWY LOATAVOPEKWV.

MpoyevvnTikr dldyvwaon elval EQLKTA PHECW MOPLAKAG avAALONG KLTTAPWVY AUVIOKOD
vypol N delypaTtog XoplakAG AdXvNG. ZTOUC 00BevVe(C KOl TLC OLKOYEVELEG TOULG
TIPETIEL VA TIPOOQPEPETAL YEVETLKH OLUUPBOLAELTIKA. KAWLIKEG OoKLUECG BplokovTal o€
€EEALEN Yyl TNV avelpeon QOPUOKEVTIKAC Bgpanelag yia tnv NMA, Kot oToxevouv
Kuplw¢ oTtnv adEnon Twv emmnédwv tng SMN npw'rs'f\)r]q HME QUOLOAOYLKO UAKOC.

Mpo¢ TO MOPOY N OAVTIHETWILON TMOPAUEVEL CUUMTWHATIKA KOl TMEPLAAMPBAVEL L
dleMLOTNUOVLIKNA TIPpooéyyLan mov anookomnel otn BeAtiwon tTng nmodtntag (WAC TWY
aoBevwv. Emiong amnoapaitnteg elval ol @uolkoBepanele¢ Kal €pyaoclobepamneieg.
YnootAPEN TNG avamveLoTIKAG Aettovpylog Kol yoaotpooTtopia e@apudlovtal
Katd nepintwon. Aywyn PE avTiPLoTikd dlveTal 0TI AOLMWEELC TOL AVATIVELOTLKOD.
H okoAlwaon Kal oL CUVOEOULKEG KAKWOELG avTIheTWICovTal ouXva& XELPOLPYLKE. Ot
aoBevelc pmopel va xpelwaotolv vapOnka LMOCTAPLENG TOL KOPWOL, N va
eU@avioovy Bapld KNtk avamnpia.

H npdyvwon e€aptdtal and tn BapdTnta , n onola ouvABWC cvoyeTICeETAL YUE TNV
NAia évapEnc TNG vOoOoL: MPWLUN EUEAVION VOOOL YEVLKA OCULUVOEETOL UE KOKN
npdyvwaon, evw To MPocdokipo CwNC umropel va elval oxeddv QUOLOAOYLKA og OyLun
€vapEn. O Bdvatog pmopel va cuvuBel Adyw QvATIVEVLOTIKAC QVEMAPKELNG KO
AOLUWEEWV.

NOzOz GAUCHER
ICD 10 - Kwdwkég: E75.2

H vooo¢ Gaucher €lval pyla Avooowplakn dlatapaxn mov yapoaktnpiletal and tnv
evamndbeon yAvkokepeBpoaoldiov 0To BLIKTLOEVOOONALOKO CGUOTNUA TWVY KLTTAPWY
TOUL AMOTOG, TOL OMANVOC KAL TOL HUEAOD TWVY 0CTWV.

H ouxvétnTta updviong tng vOooL 0To YeVIKO MAnBuoud elval mepinov 1 /60.000,
OAAG  ekTpdTal 6Tl @Tdvel to 1 /1.000 petagd Twv Aokevdll ERpaiwv. O
EMMOAQOUOC elvat mepinov 1 otig 100.000.



Ol KAWLKEC EKONAWOELG TTOLK{AOLY. KAaaolkd, BlakplvovTal TPELG KOPLOL paLvOTUTIOL.

TOmog 1 ) xpdvla KoL PN-VELPOTINONTIKA HOPEH TOL AVTLMTPOCWTEVEL TO 95% TwWV
nepMTWOoewyY. Elvat etepoyevAc voéoo¢ Tmov  xapoaktnpiletat amd nnato-
onAnvopeyaAia, kKutTtOapomevia  (BpouPomevia, avawuior Ko, — onoOvOTEPQ,
ovdetepotmevia) Kal eKONAWOELC amd Ta 00TA (0OTIKA AAYn, EUMEPAKTO O0C0TWVY,
ooteovékpwon). Emlong n dpaoctnpdtnTa OPLOPEVWY BLOAOYLIKWY SELKTWY - ONWG
TNG XLTOTPLOOOAONG (AVOOTOAEQ TOU METATPEMTIKOD €vl0OMOL), TNC PePPLTIVNG KaL
™S 6Ewvnc pwoeatdaon (TRAP) - elvat avEnuévn.

Tomog 2 1 ofela vevpomadbnTIK MOPPA. Xapaktnplletal amd mMPWLKMN €vapén
(katd TN Oudpkela TOL MPWTOL £TOUG CwrG), Toaxelo €EEAEN, €eYKEPAALKA
duoAeltovpyla (0TEAEXOULGC) KAl NTIATO-OTIANVOUEYQALQ.

Tomog 3 1 vno&ela vevponadnTiky popen. Xapaktnplletal and évapEn Katd tTnv
nodik nAkkia 4 tnv epnPela pe mMpoodevTiky eykepaAomndBela (mMdpean KolvoL
KwnTikoO, emAnyia, atafla), kat ovvdvdletal PeE KAWLKA €lkéva avdAoyn TOL
Ttomov 1. H eykepaAondBsia propel va elval To MPWTO COUMTWHA N v EUPAVIOTE(
apydtepa otnv mopeia TNG vooouv. Mua meplyevvnTKA-Bavatnedpa Hopen E€XEL
enlong avageepBel mov xapaktneiletatr amd pelwon - amovola KWACEWY TOU
EMBpPOLOL i olbnua ava cdpka.

[EvveyxileTal]



