2YNTATrOrpA®HzH OPENTIKHZ YNOZTHPI=Hz

KATHIOPIA 19 : KAHPONOMIKA METABOAIKA
NOzZHMATA

Carnitine Translocase Deficiency// Carnitine Palmitoyl Transferase Deficiency Type | (CPT-I)
3-Hydroxy Long Chain Acyl-Coa Dehydrogenase Deficiency (LCHAD)// 2,4 Dienonyl Coa
Reductase Deliciency// Medium Chain Acyl Coa Dehydrogenase Deficiency (MCAD)//
Multiple Acyl Coa Dehydrodenase Deficiency (Glutaric Acidemia Type I1)// Neonatal Carnitine
Palmitoyl Transferase Deficiency Type Il ( CPT —11)// Short Chain Acyl CoA Dehydrogenase
Deficiency (SCAD )// Chain Hydroxy Acyl CoA Dehydrogenase Deficiency ( SCHAD )//
Trifunctional Protein Deficiency// Very Long Chain Acyl CoA Dehydrogenase Deficiency
(VLCAD )// 3-Hydroxy-3 Methylglutaryl CoA Lyase Deficiency// Glutaric Acidemia Type Il//
sobutyryl CoA Dehyrogenase Deficiency// Isovaleric Acidemia// 2-Methylbutyryl CoA
Dehydrogenase Deficiency// 3MethylCrotonyl CoA Carboxylase Deficiency// 3 Methyl
Glutaconyl CoA Hydratase Deficiency// Methyl Malonyl CoA Mutase Deficiency // Methyl
Malonyl CoA Mutase deficiency// AdenosylCobalamin Synthesis defects// Maternal Vitamin
B12 Deficiency// Mitochondrial Acetoacetyl CoA Thiolase Deficiency// Propionic Acidemia

o Olo ta avortépm petafoikd VOSTLOTO ATOTEAOVV EOIKT KOTNYOPio VOCST|LAT®V.

®  YTapyovv 101KEC GUOTAGELS Y10 SIOAVUOTO Y10 TIG KATNYOPIES VOO LAT®V TOL
amotteiton EEEIOIKELIEVT] YOPNYNON SLUTPOPT|G.

o [a Vv 6ot Kot OAOKANPOUEVT] OVTILETOTIOT TOV TAONCEDV LTOV Elvar
amopoitnn 1 ovoTOoN HoG 0EpamTEVTIKNG ORAONS AT YIOTPO KOt O10UTOAOYO.

e Eivar avaykaio 1 1atpik] vroot)pi&n pe tautdypovn cLUPoLAELTIKN TopEupocn
KAVIKOD 0101TOAOYOV.

e YKOTOC TNG S10TPOPIKNG TapEpPaong elval 1 VTOSTNPIEN TS EEEIOIKEVIEVN
STPOPIKNG CLUTEPLPOPAS Kol 1 VI0OETNON VEOV cLVNOELDV.

e Tlapovoidlovtal cuyva dtatapayés 6To 100L0Y10 VYPOV, NAEKTPOAVT®V, EVIDUMV,
apvo&émv, Prrapvay Kot tyvootolyeimv mov ypetdlovral Topakoiovnon Kot
eEwyevi) vmooTNPIEN.

e Opemntikn mapoakohoUBOnon xpetalovrat 6oL oL acBeveic pe petafoALKE voorpaTa.

o Aocbeveic pe petaporikd voorjpata Kot pe vrobpeyio xprlovv mepattépm
STPOPIKN VITOGTHPIEN.



ENAEI=ZEI2

» KdAuwn Twv eVEPYEIAKWV AvayKmV
» [IpoAnyn Tn¢ anwAs&iag Bapoug

» Evioxuon npoypaupuarog anokaraoraong

= EPIrAAEIA EAErXoy OPENTIKHZ KATAZTAZHz
AZOENOY2

= MUST esukoAo atnv spapuoyn kai v amaitei EEIBIKEUUEVES YVWIOEIC KAl
o&éiorntec

» PG-SGA oz idiaitepa eutraeic mAnBuououg Tou n utoBpewia éxel
TTOAU ueydaAo avriktutro Tnv mmopéeia kai e€EEAIEN THS vOoou

= ENEPIEIAKEZ ANATKEz

»  Xpnowomnoteiton 1 e&iowon Harris — Bennedict

M£60d01 XopRynong ®penTikNG YNooTAPIENG
A6 10V 6TONATOG GiTION ( per 0S) HE TPOPY] TOL VOGOKONELOV:

= Aocbeveig mov dev elval S10COANVOUEVOL, OEV EIVAL GE KATAGTOAN, £XOVV TANPN
ouveidnomn, Egovv TV dVVaTOHTNTO Vo AKOAOVOOHV 00MYieg Kal £xovv ApTia
KAvOTNTO KOTATOONG e EmapKT| Aettovpyio Tov I'EX.

* [Mopaxorovdnon: Bépovg, nuepnoiag katavdiwons tpoeng (%o eoyntod mov
dgv katavaraverat), Aettovpyiog tov I'EZ, dAleg e€etdogig mov opilovton amd
TO TPOTOKOALO TNG VOGOU.

AT6 10V 6TOPOTOG GiTIoN (per 0s) NE TOGIUA GUUTANPONOTO,
owaTpogic:

»  AocbBeveig mov £yovv TANPN 1 LEPIKT GLVEIONOM, £X0VV TNV duvaTHTNTA VO
aKoAovBovv 0dnyieg Kot Exovv emapkn Aettovpyia Tov 'EX addd petopévn

KOvOTNTO TPOGANYNS TPOPTG.

= Xopiynon OpenTIKOV cOUTANPONATOV TOPILANAG PE TNV EAEVOEPT GiTioN
om0 TO GTONO.

* [Mopaxorovdnon: Bapovg, nuepnoiog katavdiwons tpoeng (%o oyntod mov
dev katavaraverat), Aettovpyiog tov I'EX , wwavotntog katdmoong, icoluyiov



al®TOL Kot NAEKTPOAVTAOV, AAAEG e€eTdoEIS TOV OpilovTal Amd TO TPOTOKOALO
™¢ vOcov.

A png evrepkn oition péo® kabetipas:

» X nepintoon petopévng tpdsinyng tpoeng (< 70% oavaykadv), ammAELog
B&povg 1 un avaktnong entBopuntov Bdpovg, evoeikvoutar n yoprynon
CUUTANPOUATIKNG GITIONG HEC® EVTEPIKOD KABETPa Yo TV KAALYN TV
BepIdIKOV avayK®V.

*  Aocbeveig StucoAnvouévorl 1§ 0)l, GE KATAGTOAN 1 LE TANPT) GLVEION O™ TTOL
&yovv emapkn| Agttovpyia tov ['EX.

* [Mopakorovdnon: Bapovg, nuepnolog Katavaioong Tpoens, Aettovpyiag Tov
I'EZ (duappota, epetds, SuoKOIMOTNTA, YOOTPIKO VITOAEA), I6olvyiov aldTov
Kol NAEKTPOALTAV, dAleC eEeTdioelg mov opilovtat amd 10 TPWTOHKOALO TOV
VOGoKopeiov ko TG vOGov.

= Yovegyrng otayony £yyvon pécm kKoOetipa oitiong

= Avopevopevn oition < 6 gfdopddmv: Tonobétnon pvoyastpikov kabetnpa
(TVEAN ToTtoBéTNoN) N prvovnoTdKoL Kabetnpa e T Porfeta evoockomiov.

= Avapegvopevn oition > 6 efoopadmv: TornoBétnon PEG 1 PEJ gvdookomkd 1)
YEPOVPYIKA

Ioapevrepuki) oition:

= Av 0 aoBevnig 0ev €€l KOAT avoy1| TNG EVIEPIKNG GITIONG 1) OEV UTOPEL VO
emtevyBel n yopnynon tov extBounton GyKov TPOPNG LLE TNV EVIEPIKT GITION
péom Kabepa T0TE €lvarl amapaitnTn 1 YOPNYN O CLUTANPOUATIKNG 1) KoL
OAIKNG TOPEVTEPIKNG OLOTPOPNC.

*  AocbBevelg StoocwAnvorévol 1 0)l, G€ KOTAGTOAN N LE TANPT) GLVEIONON [LE KOKY|
N kaBolov Aettovpyio Tov 'EX.

= [leprpepikn Mopevrepk Awatpog] :
= Xopnyeitol TEPLPEPIKT TAPEVTIEPIKT GITION TOL KAAVTTEL TEPITOL TO 75% TV
avayKoV o€ Oeppideg.

»  Amopaitntn tpoimdHeon 1 OCUOTIKOTNTO TOV TEPIPEPIKOV GKEVACUATOS VO
etvar younAotepn amd 850 mosm/l kat tnv THPNGN KAVOVAOV Y0 TNV OTOPLYY
OpopuPoprefitidag

=  Kevrpun opevrepikn Awatpoon):

= Xopnyeital mopevieptkn cition o€ acbeveic mov amatteiton peyaan didpketo
oitiong £(0VV E101KEG Kol AVENUEVEG OVAYKES KO £XOVV GTLLOVTIKT] OVETAPKELDL
tov ['EX.



e TopaxkorovOnon: Bapovg, Asttovpyiog tov ['EX ko emovextipnon g 0600
YOPNYNONG STPOPNGS, 160LVYI0V alMTOL KOl NAEKTPOAVTMV, NIOTIKES EEETAGELGS,
LoyVIG10, 06 BECTI0, POGPOPO, TPLYAVKEPIdL 0pov, kKaBmG Kot dAleS eEeTdoslg
oL opifovion amd TO TPWTOKOAAO TG VOGOV Kol TOL VOGOKOUEIOV.

» 'Evapén evteping M Per os citiong to cuviopdtepo duvatov.

= EMIAOIH AIAAYMATQN

= Xopnynon OpentiK®dV CUUTANPOUATOV TapdAAnAa pe TNV EAeVBePT Gition and
TO GTOUOL.

= Xpnowonotovvion eviepikd standard dtoddpaTo 1 101G SIHAVLLOTA Y10 TIG
KaTNyopieg voonudtmy mov amorteitol eE€10KELIEVT] GVGTACT) S1ATPOPNC.

" Yrdpyovv mAeovekTaTa omd T YpNon OpenTiK®V SloAvHdTOV e
tportonompévn cvvBeon MONO otig katnyopieg mov vapyovv e&edikevpéva
StoaAdpaTa.

= PYOMOZ XOPHIHZHZ ENTEPIKHZ ZITIZHz

*  Onov anotteiton evtepikn oition évopén pe 15-30ml/opa pe otadiokn avénon
KOs nuépa péxpt Tov emBountd pLOUO YopMyNoNG Tov Kabopiletor amd To
voonua.



