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[Mponyolpevn dnpooicvon:http:// www.pemptousia.gr/?p=30304]

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

H NwTtwalo Muik Atpogia mepAAUBAVEL UL OMADA VEVPOULIKWY dLlaTAPAXWY TOL
yopaktTneiletal and eKQPLUALOHSO TWY TPOOBLWY KEPATWY TWVY A-KLYNTIKWY VELPLVWVY
TOU VWTLA{OL HLEAOD TOL €XEL OOV QAMOTEAECUO CULMUMETPLKA MUIKA aduvaula Kot
EKQUALON TWV KWNTKWY HLWVY. ZTdvia otnv €KOAAWON TNG vOOOUL EUMAEKOVTOL
AAAa dpyava fj AAAO TUAMA TOL VELPLKOU cuoTAuaToG. H emkpdTnon tng véoou
EKTIATAL o€ mepimov 1/30.000.

Téooeplg vndtumol €xovv Kaboplotel cOHPWvVaA PE TNV NALKIQ EeAvVIONG Kol TN
BaplTnTa TNG véoou: Tomog 1 (SMAL), n mo coBapr Hopen, ME €vapEn TP TNV
NAWKIQ Twv €EL pnvwv. Tomog 2 (SMA2), pe €vap€n otnv nAwkia peTagd 6 kKot 18
HNVWv. Tomog 3 (SMA3), pe évapén katd TNV matdik nAkia kot tnv epnPBeia, Kot
Tonog 4 (SMA4), n Atyétepo coBapn popen, HE EvapEn otnv eviAltko CwH.

OMot ou TtOmot yapaktneiCovtat amd puikg aduvauioc kot atpoeia mOLKIANG
BaplTNTAC, KLUPIWC TWY KATW GKPWY KOL TWV QAVOATIVEVLCTIKWY HLWVY. H aduvauia
elval oxedov mMEvTA CUUMETPLKN KOL TTPOOOEVTIKA. ZTA KAWLIKA gvupAuaTta umopsl
enlong va neptAapBdvovtal : okoAlwaon, WwdLoPol LWV KoL CUVOECULKEG KAKWOELG.
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H duokolAldTnTa KOl N YaoTpooLlooQayLk maAwwdpdunon elvat ouyvn.

Mepinmov 10 95% TWV MEPMTWOEWY TNG SMA mpokaAovvtal and ondluyn andAswyn
(elte Tov €EWviov 7 4 Tou €EwWviov 7 Kat 8) oto SMN1 yovidlo (5912.2-q13.3) mov
kwdkomolel Tnv SMN mpwteivn. Eva 6e0Ttepo SMN yovidlo (SMN2 5ql13.2) €xel
eniong evtorniotel To onmolo puvBUiCeL TNV oOvBeon puévo tov 10% ToL PAKOULC TNG
MPWTEIVIKAC aAvcidagc SMN. Qotdéoo, av Kat vndpxel Kamowa dSiagopomnoinon, n
coBapdtTnTa TNG SMA €lval avTloTPéeWG avdAoyn HE TOV aplBud TWy avTLypdewv
Tou SMN2 yovidlov. Etol aobevelc pe tpla 4 Ttéooepa avtiypaga eKONAWVOLY
ouvxvotepa SMA3 / 4, napd SMAL. AnaAsiyelc (deletion) Touv yovidiov TNG NAIP
(5913.1) €xovv emnionc evtomotel Kot pmopel va emnpedlovv TNV coBapdtTnTa TNG
vooov. H petaBiBacn twv SMN1 kat NAIP anaAsiyewv (deletion) yivetatr pe
QUTOOWMATIKG LTMOAELMOMEVO TPOTO. Mepimov To 2% TWv MEPUMTWOEWY oPe(AovTal
o€ de Nnovo HETAAAGEELG.

H dldyvwon Baociletal otnv KAWLKA €EE€TOON KAl TO LOTOPLKO Kal pmnopel va
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empBeBaiwbel pe yovdlakd €Aeyxo. Emlonc OlayvwoTikEG €Eetdoelg slval To
NAEKTPOULOYPAPNUa Kal n Bloyla pLAG.

H dlapopikr dLdyvwaon mepAauBavel TNV MAQYLX HLATPOPLK OKARPLVAON, CLYYEVE(G
MUIKEC duoTpopieg, ovyyevelc puondBeleg, TNV MPWTOTAOA HLATPOPLKH GKApLvan,
HLOOBEVELO gravis, Kal OLaTapaXEC TOU HETABOALGUOD TWY LOATAVOPAKWV.

MpoyevvnTikg dldyvwon elval eQLKTA HECW PMOPLAKAC AVAALONG KLTTAPWY AUVLIOKOD
vypolL 13 delypatog XopLaKAC AAXVNG. XTOULG OOBEVE(C KAl TIC OLKOYEVELEC TOULC
TIPETIEL VA TIPOOQEPETAL YEVETLKH OLPPBOLAELTIKA. KAWLKEG OoKLUEG BplokovTtal o€
€EEALEN Yyl TNV aveldpeon QOPUAKEVTIKAC Begpanelag yia tnv NMA, Kot oToxevouv
KLP{WCS 0TNY adENon Twy emmédwy TG SMN MPWTEVNG HE QPUOLOAOYLKS MAKOC.

MpoC¢ TOo MOPOY N AVTIMETWTILON TOPOMEVEL CUUTMTWHOTLKA Kal TEPLAAUBAVEL uLa
dlemioTnUOVIKA TPpoc€yyLon mov anookomnel otn BeAtiwon tng nowdtnTag CWNG TWY
aoBevwv. Enlong anapaitnteg elval ol @uolkoBepaneie¢ kKol €pyaoclobepaneieg.
YnootAPEN TNG avamveLoTIKAG Aeltoupylag Kol yootpooToupia e@apudlovTal
Katd neplntwaon. Aywyn JE avTIBLoTKA dlveTal 0TI AOLMWEELC TOL AVATIVELOTLKOD.
H okoAlwon Kol oL CUVOEOULKEG KAKWOELG avTIheTWICovTal ouXva XELPovpYLKE. Ot
aoBevelc pmopel va xpelwaotolvy vapOnka vMOCTAPLENG TOL KOPHWOL, N va
eM@avioovv Bapld KwwntikA avamnpia.

H npéyvwon e€aptdtal and tn BapdTnTa , N onola ouvABWC cvoxeTICeETAL HE TNV
NAia évap&énc tnNg vooov: MPWLUN EPEAVION VOOOL YEVLKA OULVOEETOL UE KOKA
nPdyvwaon, evw To TPocdOKLUo CWNAC unopel va elvatl oxeddv QUALOAOYIKA g OYLUN
€vapEén. O OBdavatog pmopel va ouvpPel Adyw OoVOMVEVOTIKAC QVEMAPKELOC Kol
AOLHWEEWV.

NOZOZ GAUCHER
ICD 10 - Kwdkécg: E75.2

H véoo¢ Gaucher glval pla Avooowplakrn dlatapaxr mov yapoaktnpiletal and tnv
gvandbeon yAuvkokepeBpoaldiov oTto BIkTLOEVOOONALOKS CUOTNUA TWV KLTTAPWVY
TOUL ATATOG, TOL OTANVOC KAl TOL JHLEAOD TWVY 0OCTWV.

H ouxvétnTta gupdviong tng vOoouv 0To YeVIKO mMANBuoud elval mepinov 1 /60.000,
OAAG  ekTldTOoL OTL @Tdvel Tto 1 /1.000 peTa&l Twv Aokevdll ERpaiwv. O
EMMOAQOUOC elvat mepinov 1 otig 100.000.

OL KAWLKEC EKONAWOELG TTOLK{AOLY. KAaalkd, OlakpivovTal TPELG KOPLOL paLvOTUTIOL.

TOomog 1 ) xpdvia Kol PN-veELPOTIABNTLKA HOPEPA TIOL AVTUTPOCWTEVEL TO 95% Twv



nepmtwoewv. Elvat  etepoyevAc voooc mouv  xapoktnpiletar amnd nnato-
onAnvopeyaAia, kKutTtapomevia  (BpouPBomevia, avaluior Ko,  onovOTEPQ,
ovdetepormevia) Kal eKONAWOEL amd TA 00T& (00TIKA AGAYn, EUEPOUKTA OCTWV,
ooTteovéKpwon). Emlong n dpaoctnpdtnTa OPLOPEVWY BLOAOYLIKWY SELKTWY - ONWCG
TNG XLTOTPLOOLOAONG (AVOOTOAEQ TOU METATPEMTLKOD €vCOUOL), TNG PEPPLTIVNG Kal
™S 6Ewvng pwoeatdon (TRAP) - elvat avEnuévn.

Tomog 2 1 ofela vevpomadOnTik MopeR. Xapaktnpiletal anmd mMPWIKMN €vapén
(katd TN Oldpkela TOL TMPWTOL £€touC¢ Cwncg), Taxelo €EEAEN, €YKEPAALKN
duoAettovpyla (OTEAEYXOULG) KOL NTTATO-OMANVOUEYQALQL.

Tomog 3 1 vno&ela vevponadnTiky popen. Xapaktnpiletal and évapEén Katd TNV
nodlk nAwkkia 3 tnv epnPela pe mpoodevTiky eykepaAomndBela (nmdpeon KolvoL
KwnTkoO, emAnyia, atagla), kat ocuvvdvdletal PE KAWLKA €kéva avdAoyn TOL
Ttomnov 1. H eykepaAondOela propel va elval To MPWTO COUMTWHA N VO ELPAVIOTE(
apydtepa otnv mopela TNG voOoouv. Mua meplyevvnTiKA-Bavatnedpa Hoper €XEL
enlong avageepBel mov xapaktneifetat amdé pelwon - amovola KWACEWY TOU
eMBpOLOL i olbnNua ava cdpka.

[Zvve)iCeTal]



