ANAZXZKOIMHIH
REVIEW

Mote mpémet va dievepyeitan ENeyxog
yla petaBoAika voorjpara o€ madid
HE VEUPOAOYIKA Kal YPuxIaTpIKa
CUMRTWHATA;

Ta voorpata tou petapoMopol pmopei va cuvdéovtal pe molkileg EkONAWOELG
amo6 6Aa oXeSOV Ta GUCTHHATA TOU OPYAVIGHOU. TNV TaPOoUGa AVaoKOTNon
napovaotalovral dedopéva amo tn PiBAloypagia oxeTIKA pe TG evOEeigelg Si-
evépyelag eAéyxou yia peTafolikd voorpata o€ maidid pe veupopuxlatpikad
oupnmTWpaTa. Ta VOGAHATA TOU HETABOAIGOU TTOU GUVSEOVTaL CUXVOTEPO HE
emAnYia ival ol opyavikéG 0§UOUPIEC Kal N AVEMAPKELD KAPVITIVG, EVW OTOUG
a00evei¢ autoug GUVUTTAPXEL GUXVA PUXOKIVNTIKA KaBuotépnon Kat BTk
OIKOYEVEIAKO LoTOPIKO. H nAikia Tou maid1o0 aAld kat ot cuvORKeG KATW amd
TIG omoieg ep@aviovtal ol EMANTTIKEC KPioEIG KateuBUvouv KaAuTepa Th Sia-
YVwoTIKn Siepguvnon. Ot opyavikég o§Uoupieg UTOPEI va gival TO UTTOKEINEVO
VOO A KAl O€ TTEPIMTWOELG EYKEQPANIKNG TapaAvaong, 1dlaitepa otav cuvu-
mapyouv e§wmupapidikd  Suotovikd cupmtwpata. Avtifeta, Ta peTaBolika
VOO LATA AITOTEAOUV OTIAVIEG QUTIEC LEUOVWHEVNG VONTIKNG UOTEPNONG OTOV
matS1ko mMAnBuo 6. 'Ocov agopd oTa MALSIA E AUTIOMO, N TIPOCEYYIOH TIPETIEL
va e§atopikeveTal Bact{Opevn oTa eupHATA TNG KAIVIKAG €€£TaoNG Kal 0TO
OIKOYEVELIAKO LOTOPIKO. TEAOG, N S1A0TIA0N TTPOGOXNG-UTTEPKIVNTIKOTNTA, AANG
KOl OPIGHEVEG YPUXIATPIKEG OVTOTNTEG UITOPEL VO CUVOEOVTAL UE GUYKEKPIMEVA
VOO HATA TOU HETABOAGHOU Kal Ol laTpoi Twv avTtioTolywv eidikothtwy Oa
Tip€meL va gival EOIKEIWPEVOL PE TIG EV AOYW OVTOTNTEC.

1. EIZArQrH
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EVW OLXVA pITopEi va epgavifovTal Pe pn eI8IKA onpeia Kat

Ta evdoyevn voorjuata Tou PETAPOAICHOU amoTeAOUV
YeveTikég Slatapayég mou odnyouv os Sucheltoupyia ev-
CUuwyv, Ta omoia utteloépyovTal o€ HETABOAIKEG 060UG TOU
opyaviopou. Ot Katnyopieg oTiG omoieg Ta&ivopouvTal givat
olLe€Nc: Statapayég Tou petaBoliopol Twv vdatavOpdkwy,
Slatapax£g Tou PETABONOMOU TWV ApIVOEEWY, SlaTapaxEg
TOU METABOAICHOU TWV TTOUPIVWV KAl TWV TTUPLISIVWDY,
Slatapayxég Tou petaoAiopoul Twv otepoetdwy, dlata-
PAXEG TOU HETABOAICHOU TWV TTOPPUPLIVWY, SLATAPAXEG
TwV ptoxovdpiwy, dlatapaxég Tou KUKAOU TG oupiag,
opyavikég o§uoupieg, dtatapaxég Tng o&gidwong Twv Ai-
MapwVv 0&€wv, AUCOCWHUIKA Voo uata, Slatapaxég Tng
Aertoupyiag Twv unepoeicwpatiov. H nAkia Sidyvwong
Kal Ol KAIVIKEG EKONAWOELG TOUC TTOIKIAAOUV Kal apopouV
o€ OAd TO CUCTHHATA TOU OPYAVIOHOU pe Tiposfdpxovoa
TNV ELPAVION VEUPOAOYIKWV CNUEIWV KAl CUUTITWHATWY,

CUMTITWHATA. Y€ AANEG TTEPITITWOELG, N CUMTTTWHATOAOYIA
givat Suvatodv va emAyeTal amd CLUYKEKPIEVOUG SlIaTPOPL-
KoUG N mepIBaAovVTIKOUG MapdyovTec.’ Ta TeAeuTaia £Tn,
N MPdod0o¢ oTIC SIaYVWOTIKEG HEOOSOULC €XEl KATAOTIOEL
euxepéotepn TN S1dyvwor) Toug, av Kal 0€ CUCTAUATA VYEI-
aG ME TTEPLOPIOHEVOUC OIKOVOUIKOUG TTOPOUG O eVOENEXG
€\eyxog evdéxetal va gival aocUU@OopPoG. ATid BEPATTEVTIKNAG
Aamoyng, yla apKeTd and Ta VOOrHaTa autd UTiapXouv
SlaBéoipeg BepameuTikéG emAoYEC (evUUIKA amokatdoTta-
on, Tpomornoinon Tou SlaltoAoyiou, amo@uyr] EKAUTIKWV
TAPAYOVTWV) TTOU PTTOPEl va HETABAAAOUV ONUAVTIKA TN
PUOIKN Toug mopeia. MNa tov Adyo autdv n 6co 1o Sduvatov
mo €ykaipn S1ayvwor) Toug evEEXeTAl va €XEl KADOPLIOTIKN
enidpaon t6co oTNV MPOYVWOon 60O KAl oTnV moldotnTa
Cwn¢ Twv maldlwv. 2

2 KOTTIOG TNG TTAPOVCaG AVAOKOTINONG Eival n Tapouacioon
Sedopévwy amd T BiBAloypa@ia OXETIKA U To TTOTE Tad1d



METABOAIKA NOXHMATA KAI NEYPOAOTIA

UE VEUPOAOYIKA Kal PUXIATPIKA ONUEIO KAl CUMTTTWHATA
TIPETTEL VA EAEYXOVTAL YIA VOOTIATA TOU UETABOAIGHOU.

2. EMIAHYIA

Map’ 6Ao mou n emMAnYia gival pia OXETIKA CUXVI VEU-
pPoAoyIkry TABnon otnv matdikry NAIKiQ, n oXeTI(OUEVN UE
peTaBoAikd voorjpata emAnyia eival apketd omaviodtepn.
O1maBoyeVeTIKOI UNXAVIOUOi HECW TWV OTTOIWV éva peTa3o-
AKOS voonua prmopei va odnyrioeL otnv EPPAvIon OTIACUWVY
givaitmoAhoi kat mepthapBdavouv Siatapayr TG Aertovpyiag
TwV veupwvwy, dlatapayxn otn cuvBeon veupodiafiBa-
oTwy, ToIKN eM&PAcN CUCCWPEVUEVWY HETABOAITWV 1
€€AvVTANON TwV gvepyelakwv amoBepdtwy. Emiong, pmo-
pei va euBuvovtal cuyyeveic SUCTIAACIEG TOU KEVTPIKOU
VEUPIKOU cuoTthuaTog (KNX) mou cuvuridpyxouv cuxvA UE
oplouéva voorjuata Tou PeTaBoAtopov. NMapdAnAa, aéilel
va ava@epOei 6TL ol EMANTITIKEG KPIOEIG 0TO TTAAOL0 €VOC
UETABOAIKOU VOOIUATOC UITOPEL VA ATTOTEAOUV TNV TTPWTN
Kat KUpla KAVIKN eKSHAwON, va eppavifovtal apyotepa wg
amotéAeopa ek@UAIoNG Sopwv Tou KNI (em@aivopevo) ry,
TENOG, va AapBAvouv Xwpa o€ KATAOTAOELG METABOANKNAG
amoppLBUIONG (T.X. WS ATTOTENECHA UTTEPAMMWVIALUIAC N
urroyAukatuiag) (rriv. 1). Ocov a@opd otnv NAIKia eppaviong
TWV EMANTTIKWVY KPICEWV (VEOYVIKN, BPe@Ikn, TTaldikn/
epnPeia), autr Mapéxel CUXVA XPNOIUEG TTANPOYOPIEG
IOV KATEVOUVOUV MPOG TN SIAYVWON CUYKEKPIPMEVWY UE-
TaBoAkwv voonudatwv (miv. 1). Xe OepamneuTtikod eminedo,
n 81dyvwon CUYKEKPIUEVWVY PETABOAIKWY VOO UATWY CU-
VETTAyeTal OgpaTTEUTIKEG TTOPEUBAOTELC, Ol OTTOIEC UTTOPEL VA
odnynroouv og Beltiwon N kat o€ e€ANEIPN TWV EMANTTTIKWV
Kpiogwv? (miv. 2). AeSopévou, OuwG, 0Tt 0 KABOMKOG EAEYXOG
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Nivakag 2. Napadeiypata emAnpiog Adyw ummokeipevou YeTaBoAkov
VOO HaTOG UE S1a0£01UEG BEPATIEVTIKEG ETTIAOYEG: ZTIC TTEPIOOOTEPES
TEPIMTWOELG, N Oepaneia Bacifetal 0TN CUMMANPWHATIKY XOPriynon
mapayOvVIwv.

Noonpa OgpamevTik mapéupacn

MNupido&ivn-e§aptwpevn Xopriynon nmupido&ivng
emAnyia

Avendpkela Blotividaong Xopriynon Blotivng

AoTapayég Tng ouvBeong Xopriynon kpeativng
KpEeativng

GLUT1 avendpkela Ketoyovikn Siaita

Xopriynon KUKAIKAG
HOVOPWOPOPIKAG
mupavontepivng (Ud Sokiur)

AvenmdpKela TOU CUpTTaPAyovTa
Tou poAuBdaiviou

>Uvdpopo Menkes Xopriynon xaAkou (umo dokipr)

Twv aldlwv pe emAnyia ya petafoAikd voorjpata givat
ACUPPOPOC, TO KPIOIO EPWTNHA TTOU TIPETIEL VA ArTavTn Oei
givat mota maidid pe emAnypia Oa mpémel va eAéyxovTal yla
TNV UMapén PETABOAIKOU VOOiLATOC,.

JOU@WVA PE TA ATTOTEAECUATA TTPOCPATNG HEAETNG,
n S1dyvwon CUYKEKPIIEVOU VOO UATOG TOU METABOAL-
OpoU T€ONKe Og TOOOOTO TIEPITMOL 20% TwV MASIDV UE
Bpepikoug omaocuoug Kal mapouciale onUAvTIKA OTIKA
OUOXETION PE TNV UMap&n YUXOKIVNTIKAG kKaBuoTtépnong,
KaOw¢ Kal pe TabBoAoylkd EUPHUATO OTOV ATTEIKOVIOTIKO
€\eyxo tou KNX. Eivay, emiong, a§loonueiwto 611 otnyv idla
HEAETN SlamoTtwOnKe onUavTik BeATiwon oTtov éAgyxo
TWV KPIOEWV YETA AMO £pAPHOYR TNG EISIKAG YIA TA CUYKE-
Kplpéva HeTaBoAikd voorpata Beparmeiog (LeOUAPOAOVIKA
o&uoupia, paivulkeTovoupia, y\outapikn o§uatuia tTummou

Nivakag 1. Ta&ivopunon twv PETABOMKWY VOO UATwY TTou cuvdéovTal Ye emAnYia avaloya Pe TNV NAKIA EUPAVIONG TWV EMANTITIKWV KPIOEWV.
S nuewvetat aAnAogmkaAuyn doov a@opd otnv nAKia.

Neoyvikn-Bpe@IKn nAKia

Bpe@IKN-mMpWiun matdikn nAikia

‘OYPipun matSikR-e@nPIKA nAKia

MNupidoéivn-e€aptwuevn eminygia

Avemdpkela Tng o&el6Aong TNG 5'-QWOQOPIKNAG
mupidoéivng

GLUT1 avendpkela

Avendpkela Blotviddong

Nooog Menkes

Mn KETWTIKA UTTEPYAUKIVALUia
Awatapayég Tng BloouvBeong oepivng

Avemdpkela Tou cupnapdyovta tou poAuBdatviouv
Kat TnG o&elddaong Tou couA@Ldiou

Al0TapaxES TWV UTIEPOEEICWUATIWV
Kat NG B-o&eidwong

AloTapayég TnG oLVOEoNG KPEATIVNG
Bpe@ikn Knpo&eldrig¢ Aimopouokivwon
Y1oAibwon

FayyAooI8woelg

MitoxovSplomdabeleg (m.x. ouvSpopo Alpers)

Hmotepec pop@ég Tng muptdodivn-
e€apTwpevNC emMANYpiac kal avemApKelag
™G 0&eldAong TNG 5'-PWoPOPIKAC
nupidoéivng

Opyavikég ououpieg
Al0TapaxéG Twv apvogéwv

Al0Tapay€g Tou HETABOAOHOU TWV TTOUPIVWV

Avendpkela Tou cuvev{upou Q10

MuokAovikég emAnyieg (vooog Lafora,
véoog twv Unverricht-Lundborg, MERRF)

Mitoxovdplakn eykepahonddeia (MELAS)
Neavikr Knpo&ldng Aimogpouokivwon
Néoog Gaucher tomou il

No6oog Nieman-Pick tumou C

Al0TAPAXES TWV UTIEPOEEICWUATIWY

TayyAMooIdWOELG OYIUNG EPPAVIONG
(m.x. Tay-Sachs)

AloTapay€g Tou HETABOAIOHOU
TWV TTOUPIVWV
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I, avendpkela Brotivng, 4-udpodufoutupikn ououpia).® Te
SlAPOPETIKN PEAETN, N ouXVOTNTA SIAYVWONG VEUPOUETA-
BoAikoU voonuatog PeTafV aocBevwv pe Bpepikolg oma-
OpoUC uttoloyiotnke oto 12% (ueBuApalovikn o§uoupia,
UN KETWTIKA UTTEPYAUKAIMiA, AeUKOSUOTPOYIQ, AVETTAPKELQ
NG a@udpoyovdaong Twv Atmapwv o€wv Bpayeiag aAvoou,
QVETTAPKELA KAPVITIVNG, AVETTAPKELA TOU CUUTIAPAYOoVTa
poAuBdarviou). MNapdayovteg mou oxetioviav onuavTIKA
pe TN Stdyvwon PeTABOAIKOU VOOHUATOG NTAV TO BETIKO
OLKOYEVEIOKO IOTOPIKO, N CLUYYEVELA LETAEY TWV YOVEWV Kal
n vPappubuia oto nAekTposyke@aloypdpnua. Avtifeta,
TO €i60G TWV OTTACUWV KAl TA EVPRAATA TOU VEUPOATTEIKO-
VIOTIKOU eAéyxou Sev mapouaialav onuUavTiKh CUoXETIon.S
Mapopoiwg, n Sidyvwon cuyKeKpIUévou PeTABOAIKOU Vo-
onpatog peTady 187 maidiwv pe emAnYia Kat YPuXoKIVNTIKNA
kaBuoTtépnon téOnke oto 5,35%. Ta petaBoAikd voorjpata
mou SlayvwoTtnkav NTav: y.outapikry o§uoupia tumou |, pe-
BuApalovikn ofualuia, Tpommovik ouaipia Kat avendpkela
Tou urrodoxéa Kapvitivng. QoTtooo, N S1dyvwon UTTOKEIE-
Vvou PEeTABoAIKoU voonuatog SV TTAPOUGIaoE GNUAVTIKA
OUOXETION ME KATTOLO CUYKEKPIMEVN HOP®PH YUXOKIVNTIKAG
kabuotépnong (m.x. empPBpdaduvon otnv avantuén tou Adyou,
KaBuoTépnon oTnV KATtAKTNon KivNTikwv de€lotritwy).”
‘OuWC, TIPETEL va €MONUAVOEL OTL Ol TAPATTIAVW UENETEG
£€X0ouV avadpouikd oXeSIAOUO, e ATTOTEAECUA N IOXUE TWV
CUMTTEPACUATWY TOUG VA €ival TIEPIOPICHEVN.

Me Bdon ta mapandvw, otolxeia mou empBANOUV TN
MeTAPBOAIKN Slepevvnon og matdid Ye emAnyia gival n
ouvumapén YuxokivnTikAg kabuotépnong n Statapaywv
anmd AAA CUOTHHATA, TO OETIKO OIKOYEVEIAKO IOTOPLKO,
N ouyyévela peTagL Twv yovéwy, KaBwg Kal n umapén
vYappuBuiag oTo NAEKTPOEYKEPANOYPAPN A TTAISIWV HE
Bpepikolg omacuoue.t Avapeca ota UTTOKEIUEVA vooriaTa
Kupiapxn B€on Katéxouv ol opyaviKéG o§UOUPIEG Kal N
QVETTAPKELQ KAPVITIVNG.

3. NOHTIKH YXTEPHZH

To maBo@uacioloyiko untdéabpo TNG VONTIKAG LOTE-
PNOoNG oTNV MAEloYN@ia TWV TTEPIMTWOEWY TIAPAUEVEL
AyvwaoTo, av Kal £X0uV evoxXoTrolnBei TOoO0 yeveTiKoi 600 Kal
nepiParovtikoi mapdyovteg. MNapd tn onuavtikn mpoodo
otn SlayvwoTikn Slepelivnon Twv v Adyw mratdlwy, o€
000016 50% TEPITOU TWV MAISIWV PE VONTIKA UOTEPNON
O€V AVEUPIOKETAL CUYKEKPIUEVN UTTOKEIPEVN artia.’

ZUH@WVA LE TA ATTOTEAECATA TTOAUKEVTPIKNG LEAETNG
mou SlevepynOnke peta&L 1.000 mepimou atopwy, nAtkiag
<18 €TWV YE VONTIKNA UOTEPNON AYVWOTNG AlTiag, n umapén
UTTOKE{EVOU PETABOAIKOU VOO LATOG EVOBUVOTAV LOVO Yia

M. TQroY kot X. rQroy

70 0,8% TWV TMEPIMTWOEWV. TA VOOTjLATA TTOU S1ayVWOTNKAV
NTAV QAIVUAKETOVOUPIA, AVEMTAPKELA ASEVUNOCOUKIVAONG
Kal oUVOPOPA EYKEPANIKNG AVETTAPKELAG TNG KPEATIVNG.
3 & ONEG AUTEC TIG TIEPITITWOELG CUVUTINPXAV EMITPOCHETA
oupnTWHata (EMANYIa, KIvNTIKEG S1ATAPAXES, YUXIATPIKA
voonuata).”’ Ta anmoteAéOHATA TNG OXETIKAG LEAETNG CU-
(PWVOUV LIE TIPOYEVECTEPEG MENETEG OTIG OTTOIEG N cLXVOTNTA
NG Stdyvwong peTafoAikol VoonaTog o€ TTaldld e vo-
NTIKr VOTEPNON AVEPXOTAV OTO 1% TWV TTEPUTTWOEWV Kal
ATAV ONUAVTIKA XaPUNAOTEPN O O0X€oN UE AANA YEVETIKA
aitia (1m.X. KUTTAPOYEVETIKEG AVWHAAIEC, AVWHAAIEG TwV
TeENOUEPWY, cLVSpouo eVBpavaoTtou X).'! Mapouoiwg, n
enintwon Stlatapaywyv Twv auvo&éwv (m.x. urepfalivaipio,
urtepTupoacivatuia, udpodunpoAivaipia) petad madiwy pe
VONTIKI UOTEPNON AveEPXOTAV 0TO 0,9% o€ PeENETN Tou 2004,
3TO JUIOU TWV TIEPUTTWOEWV AUTWV S1ATMOTWONKE CUYYE-
VELA HETAEY TWV YOVEWVY, EVW N CUXVOTNTA ATAV ONUAVTIKA
HEYOAUTEPN OTA Appeva Atoua.’? EAappwe uPpnAotepn
ouxvotnta Sldyvwong HETABOAIKOU vooripatog (2,4%)
Kataypdgnke otn HeAETN TwV Bhatt et al mou SievepyriOnke
og MANBLoNO 2.000 TAISIWV PE voNTIKA LoTépnon. Ta uro-
Keipeva petaPolikd voorjpata mepleAaufavay BAevvoro-
Auoakxapidwaon, AuCOCWHIKO voonua Kal SlIatapaxeg Twv
AMIVOEEWY, EVW KAl OTN OUYKEKPLUEVN UENETN N CUXVOTNTA
AAMWV YEVETIKWV AITIWV (T.X. XPWHOCWUIKES SlaTAPAXEQ)
NTav onuavTtika upnAdétepn.’?

Map’6Ao mou Ta VoorjuaTa Tou HETABOAIOHOU amoTeEAOUV
OTTAvIa aITia VONTIKAG UOTEPNONG, N S1AYVWOT] TOUG UTMopPEi
va EMTPEYPEL TNV EQAPOYH] ATTOTEAECHATIKWY OgpaTmeuTI-
KWV TTAPEUPACEWVY Kal va CUUBAANEL OTN OWOTH YEVETIKNA
KaBodriynon Twv olkoyevelwv. AeSopévng TNG OXETIKA
XAMNARG ouXVOTNTAG HETABOAIKWY VOONUATWY HETAEY
TWV A0OEVWV QUTWV Kal TIPOKEIUEVOUL VA armopeLxBei To
OLKOVOUIKO KOOTOG €VOC EKTEVOUC METABOAIKOU ENEYXOU,
€xel SOKIUOOTEL N XPrion METABOAIKWV SEIKTWV W HEB0SOC
Staloyng acBevwv auvnpévou kivduvou. Mo cuyKekplpéva,
€XelxpnolpomolnBei o A\Oyog kKpeativng/Kpeativivng oupwv
WG aVIXVEUTIKA SOoKIPJAoia aveTAPKELAG TOU UETAPOPEQ
KPEeATivng o€ maidid Ye VONTIKN UOTEPNON 1} KAl AUTIOUO.
QoT1o00, KataypdenKe LPYNAO TOCOOTO PeUSWG BETIKWV
ATTOTEAECUATWY, EVW N alomioTia Tn¢ e€étaong enmnped-
Cetal onuavTtikd amno Ti¢ SlatpoPikég ouvnBelec.”* ANolL
ouyypa@eig mpoteivouv n Sievépyela HETABOMKOU EAEyXOU
va anmo@aocifetal, Aapdavovtag urt’ OPn Kal Ta Euprata
eMMPOoBeTWV S1AYVWOTIKWY SOKIHACIWY, OTIWG NAEKTPO-
gyke@aloypdpnua } opBAAHONOYIKOG EAEYXOG, KABWG o€
QPKETEC TTEPITTTWOELG KATEVOUVOUV ATTOTEAECUATIKA TOV
é\eyxo. Emiong, amd toug iSloug cuyypageic mpoTteivetal
apxIlkd n Sievépyela S1ayvVwoTIKWV eEETACEWV TTIPWTNG
YPOUUNG (0pOG: aupwVia, YOAAKTIKO, auvo&éq, KETOVEC,
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OAKUAKOPVITIVEG, OHOKUOTEIVN, XOAKOG, 0EpOUAOTIAACUIVN
Kal oUpa: opyavikd o&€a, moupivec-mupluidiveg, Kpeativn,
OoAlyooakxapiteg, YAukolapivoyAuKAveg), kal pe Baon ta
ATTOTEAEOUATA TOUC VA EKTIMATAL N AVAYKN YIA TIEPAITEPW
éh\eyxo.”®

‘Ocov agopd oTnV KabuoTtépnon AOyou wg 181K €K-
SNAwon TG vonTIKAG uoTéPNoNG, otn BiBAloypagia evto-
mioTnKav Téoogpa TEPLOTATIKA maldlwy he KabuoTtépnon
AOYOU Kal UTTOKEIUEVO METABOAIKS voonua.’s Alé auTtd,
Hovo o€ éva rratdi pe avemdpKela HEBUAOTPAVOPEPACNG TOU
youavidivooéikoU 0&€oc, N kaBuoTtépnon Adyou amoTeAoU-
O€& TO HOVASIKO CUUTTTWHAL'® ZTIC UTTONOLTTEG TTIEPITTWOELG
UTTAPXAV Kal AANA GUVOSA ONUEIa KAl CUMMTTWHOTA KA, TTLO
OUYKEKPIUEVQ, UTTEPKIVNTIKOTNTA PE A8 pA XOPAKTNPLIOTIKA
TIPOOWTTOU, NTTATIKN SUCAEITOUPYIA, EKMTTWON YAWOOIKWV
Se€loTATWY KAl AKONG, EVW Ol AVTIOTOIXEC S1ayVWOELG Tav
ouvdpopo Sanfilippo, opokuoTivoupia katl BAEVVOTTOANUCOK-
xapidwon VI, avtiotoixa.””-?

Y16 1O Mpiopa Twv TapaATTAvw EVPNUATWY UITOPEL va
TIPOKUYEL TO CUUTTEPACHA OTL TA VOOH | LATA TOU PETABOAL-
OMoU amoteAoUV e€AIPETIKA OTTAVIEG AITIEC MEUOVWMEVNG
VONTIKAG LOTEPNONG. Ta CUXVOTEPA HETABOAIKA VoorjaTa
Tov oxeTiCovTal UE VONTIKNA LOTEPNON €ival ol SlaTapaxES
apvo&éwv. H umapén petaoAikol vooruatog Ba mpérmel
va Bswpeital mOavr o€ TMEPIMTTWOEIG OUYYEVELAG UETAEY
TWV YOVEWV, KaBWE Kal OTav CUVUTTIAPXOULV eMITPOCHETA
VEUPOAOYIKA ONUEIQ KAl CUUTITWHATA. Y€ KAOE mepinmTwon
amarteitat N AYPn eKTeEVOUC OIKOYEVEIOKOU IOTOPLKOU KAl O
QATTOKAEIOPOG AANNWV KATACTACEWV (TT.X. YEVETIKA oUVSpPOLQ,
SouikéG avwpalieg Tou KNX).20

4. EFKE®AAIKH NAPAAYZH

Me tov 6po «eYKEQANIKN TTApAAucn» Voegital pia opdada
pn e€eAlocOuEVWY SlaTAPAXWVY TNG OTAONG KAl TNG Kivnong.
H eyke@aAikn mapdAuon amoTeAEL Yla armod TIG CUXVOTEPEG
artieg avamnpiag otnv matdikn NAIKiA. ZUXVA, ol KAIVIKEG €K-
SNAWOEIG OPIOUEVWV YEVETIKWY VOO UATWV (TT.X. VOO aTA
TOU PETABOAMOUOU) UITOPOULV va HIMNB0oUV TNV €IKOVA TNG
EYKEPAAIKAG TTapAAuong. Atd TNV AAAN TTAEVPA, N €10IKA
ouvuntwpata N N Ppadeia e£ENEN TNG KAIVIKAG EIKOVAG
evdéxetal va SlahavBdavouv TnG MPoooXG, LE aTToTEAECUA
va KaBuoTeproel n oploTikn Siayvwon.?’

>tn BiBAoypagia untdpyel, emiong, meptypa®n 7 maidiwv
UE EYKEPOANIKH TTAPAAUON TIPOEPYXOHEVWV ATTO TTIEVTE Slago-
PETIKEG OIKOYEVELEG, OTA OTToIa TEONKE, TENIKA, N Stdyvwon
NG HeBUAOYAOUTAKOVIKNG 0§uouPiac. ZNUEIWVETAL OTL TA
madld avtd mapovcialav e§wmupapidikd onueia R Kat
ATPOYia TOU OTITIKOU VEUPOU, KAIVIKA EUPHHATA XOPAKTN-
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PLOTIKA Y10 TO CUYKEKPIPEVO UETAPBOAIKO voonua.2 To idlo
HETAPBOAIKO voonua SlayvWwoTnKe Kal o€ ayopl nAKiag 5
£TWV, OTO OTOI0 N APXIKN SIAyVWon TNG EYKEPAANIKAG TTa-
pdAuong avaBsewpnOnke ANoyw e€ENENG —Bpadeiag alAa
OTAOEPNG— TWV KIVNTIKWV TOU CUUTMTWHATWV. ETi TAéoy,
n payvntikn Topoypagia (magnetic resonance imaging,
MRI) eyke@dhou oo maidi auto ixe eupripata mou €0stTav
loxupn uToYia yla Tnv UTTap&n UTTOKEIEVOU VOO UATOG TOU
HETABOAMOMOU (TTOANATTAEG TTEPLOXEG UPNAOU O UATOG OTNV
urmo@Aolwdn Agukn oucia).? Evag AANOG TUTTOG OPYAVIKAG
ofuoupiac (YAoutapikn o&uoupia) ATay, TEAIKA, N UTTOKE(IE-
vn Stldyvwon o€ Appev TIPOVATILO LIE OTTACTIKN TETPATIANYIA
Kal cofapov Babuou SucTtovia Tou apxIKA gixe OewpnOei
otL mapovoiale eyke@alikn mapdiuvon.?*

AapBavovtag un’ 6Yn ta MapaAMAvw TEPLOTATIKA, Ol
opYavikéG o&uoupiec Oa mpémel va mepIAapfavovtal oTn
SlayvwoTikn Sigpglivnon matdiwv Pe ATUTIN €IKOVA EYKE-
PAAIKNG TTapAaluong, 18laitepa dtav cuvumdpxouv e€w-
TUPAMISIKA 1] SUCTOVIKA ONUEIa KAl ATPO@ia TOU OTTIKOU
veLpPou. MapdAANAQ, TA EVPAIATA TOU VEUPOATIEIKOVIOTIKOU
eNéyxou UmopoUV va KateuBovouv Tn SlayvwoTIKA oKEPn
TPOG TN oWOoTH Katevbuvon.

5. AIAXYTH ANANTY=IAKH AIATAPAXH

‘Evag onuavtikdg aplBuog HETABOAIKWY VOO UATWY
mepNapPBavel TG S1ATAPAXEG AUTIOTIKOU ACHATOG TNV
KAWVIKN) TOU €lkOva. Ta ev Aoyw voorjpata gival ta e€ng:
(PAIVUAKETOVOUPIA, CUVOPOA AVETTAPKELAC TNE KPEATIVNG,
avemdpkela Brotviddong, lotidvaipia, dlatapaxég Tou
HETABOAICHOU TWV TTIOUPIVWYV KAl TWV TTUPIISIVWY, Slata-
PAX£G TOU KUKAOU TNG oupiag, Statapaxég BloouvOeong
NG XOANOTEPOANG, BPEPIKN KNPOEISNE AIMTopouoKivwon,
QVETTAPKELA TNG aPuLSPOYOVACNG TNG COUKIVIKAG NUIOASE-
08n¢, ouvdpopo Sanfilippo. ZTIC TEPIMTWOELG TWV €V ASYW
VOONUATWYV Ot S1aTapaxEG AUTIOTIKOU (PACHATOG UITOPE( va
amoTteAoULV gite éva amo ta cuvodd onUEia 1} CUPMMTTWHATA
gite va eivat n pévn kKAVIKn ekdriAwon.? H nAikia epgaviong,
Ta eMMPOOOEeTA KAIVIKA EUPATA, Ol SI0YVWOTIKEG E€TA-
O€1G, aAAA Kal ot S1aB£o1ueg Oeparneieg MOIKIANOUV eVPEWG
Kal mTapouotdalovtal CUVOTITIKA OToV TTivaka 3.

Ma apketd amod Ta Voorata Tou PETABOAICHUOU TTOU
oxetifovTal PE AUTIOTIKOU TUTTOU S1aTAPAXECG UTTAPXOUV
Sla0éoipeg OepamevuTIKEG EMAOYEG (TT.X. ATTOPAKPUVON A
CUMTTANPWHATIKK XOPriYyNoN CUYKEKPIHEVWY SIATPOPIKWY
TTAPAYOVTWYV), Ol OTTOIEG UTTOPE( VA BEATILWOOUV OPICUEVES
ano TIG TTAPAUETPOUG TOU PpavoTUToV.?% Qot1do0, Sev
UTTAPXOULV CAPEiG 0dNYIEC YA TO TTOOO EKTEVAG TIPETTEL VA
gival n petafolikr digpevivnon Twv TAISIWV TTOU €XoUV
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Nivakag 3. Evdoyeveic Siatapayég Tou HeTaBoAoHoU TToU TIEPIAAUBAVOUV TOV AUTIOHO OTIG KAIVIKEG TOUG EKSNAWOELG.

M. TQroY kot X. rQroy

Noonpa HAwia Npo6oOeTa KAvika onpeia AlayvwoTikEG SoKipaoieg Ogpansia
EHPAviong
DavulkeTovoupia Neoyvikn Nontikr uoTtépnon, omacpoi ®avulalavivn oto mAdopa Amooupon @atvulaiavivng
>20 mg/dL, test Guthrie and tn Satpoen
Aotapayég petaBoAiopol 10 é10¢ Yuyokivntiki kabuotépnon, MNpoobloplopdg ouptkol oéog  E€aptdral amod 1o akpiPég
TTOUPIVWVY Kal TTUPIISIVWV emANYia, avoocoavemdpkela o€ MAdopa Kal ovpa 24wpPou ENEUPa
JUvOpoua avemApPKELG 3-24 pnveg KaBuotépnon opihiag, vonTikn MNpoodioplopde kpeativng Xopriynon kpeativng
KpeaTivng voTépnon, emAnvia o€ MAAopa Kat ovpa, ENNeYn
peak kpeativng oe MRS
Avendpkela Blotviddong 3-12 prveg Ata&ia, emAnyia, avBekTtikd otn  Mpoodloplopodg Botvidaong Xopriynon Brotivng
Bepaneia éklepa oTo MAdoua
Bpe@ikn KNPoeIdig >20 €10¢ MuokAoViEG, XOPEIAKEG KIVAOELG,  TEVETIKOG €AeyXOg, Y6 Sokiun
Amo@ouokivwon anmwAela dpaong lotomraBoloyikn e€étaon
Awatapayég BloouvOeong >10 €10¢ WYuyokivntikn kabuoTtépnon, XapnAn XoAnotepoin Xopriynon XoAnotepoAng
XOANoTEPOANG (Smith- Slatapayég Adyou, TAAopaTOC, auénuévn
Lemli-Opitz) TPOPAANATA CUUTTEPIPOPAG, 7-6€U6POXOANCTEPOAN
QUTOTPAUMATIOHOI
loTiSwvaipia Meptyevwntikn  Alatapayég tou Aoyou, vontikry  Auénpévn iotidivn Aiaita mTwyn o€ 1oTdivn
mepiodog UOTEPNON, ACUUTTTWHATIKOI og MAdopa Kal ovpa

AlaTapayég Tou KUKAoU
NG oupiag

Omowadrmote

EmAnyia, mpoPAnpata
OUMTTEPIPOPAG, EUETOL

Yrepappwviaipia

Afaita mTwyn o€ MPWTEivn,
apylvivn, vatpto

JUvdpopo Sanfilippo 10 €10¢ Nontikij uotépnon, Avdluon yAukolaptvoyAukaviv — Mn e181kn
UTTEPKIVNTIKOTNTA ota ovpa
Avemndpkela >30 puiva KaBuoTtépnon ouihiag, JUYKEVTPWON Biykapmatpivn
agudpoyovaong g VONTIKA VOTéPNON, EMANYIQ, y-udpo&uoutupikol
OOUKIVIKNG NUAASELSNG QACUMTTTWHATIKOL o€ mA\acpa/oUpa/ENY

ENY: EykepalovwTiaio uypo

SlayvwoTtei pe didyxutn avamtuélokn diatapayn. Xtn St-
€0vn BiIBAloypagia evtomioape, cUVOAIKA, 7 dpBpa Tou
SlampaypatevovTtav To Mapanmdvw pwTnua. Ao autd,
Ta 3 ATAV avaokoTNoElG TNG BIBAIOYPAPIaG-YVWHESG TWV
OUYYPAPEWV KAl TA UTTOAOITTA 4 AVASPOMIKEG AVOANUOELG
£PYAOTNPIAKWV SESOPEVWV TTAISIWV E AUTIOMO (XWPIC TN
XPNoN opAdwyV eAéyxou).>0-3538

Ei81koTEPQ, O€ pia HeYAAN avadpOuIK HEAETN TOU
2011 n ouxvoTNTA TWV PETABOAIKWY VOONUATWY HETA&D
matdlwy e auTiopd dev untepéalve CNUAVTIKA T CUXVO-
TNTA TOUG OTOV YEVIKO TMANBUGOUS. Me Tov TpdTo auTdy,
n avalitnon toug w¢ e€étaon poutivag Sev @aivetal OTl
OUMPBAANEL 0UCIOOTIKA OTN S1AYVWOTIKN TTPOCEYYIoN TWV
OuYKeKpIpévwy Taldiwv. Ot cuyypageic Tng idlag HeEAETNG
urrooTtnpifouv 611 0 EAeYXOG Yla HETAPBOAIKA Voo uaTa oTa
TASIA UE AUTIOUO UTTAYOPEVETAL ATTO CUYKEKPIMEVA KAIVIKA
gvpnuata (Suopopea xapaktnploTtikd, ataia, eminyia,
UIKPOKEPAAia, cofapn VoNnTIKA UOTEPNON, KUKAIKO{ €ETOL)
1} ard OTOLXEIA TOV LIOTOPLIKOU (T1.X. CUYYEVELD YOVEWV).* MNa-
pPooiwe, eETAPBOAIKS voonua Sev SlamoTtwOnKe o€ Kavéva
amo ta 79 kai 1a 406 maidid pe auTtiopd mou umo A Onkav
O€ EKTETANEVO UETAPBOAIKO ENEYXO OTIC LEAETEG TWV Isaksen

kat Campistol, avtiotoixa.’***'O\a Ta mapandvw supripata
Bpiokovtal og cupPwvia pe TIc odnyieg Tou Kévtpou EAEy-
¥ou kat MpdéAnwng Noonudtwv twv Hvwpévwyv MoArteiwv
NG APEPIKNAG, Ol OTTOIEC CUOTHVOUV EMAEKTIKO €AEYXO Yyia
HETABOAIKA VOO UATA OE CUYKEKPIUEVEG UOVO TIEPITTTWOELS
AWV PE auTIoNO. Oa émpere, BE€Rala, va avagepbei oTi
UTTAPXOLV TTEPITITWOELG UETABOAIKWY VOO UATWY OTIOU Ol
SlaTaPAXEG AUTIOTIKOU PACHATOG ATTOTEAOUV TN POVASIKA
KAWVIKN ek&riAwon. TéTola voonuata gival N avemdpkela
¢ apudpoyovdong TNG COUKIVIKAG NUIOASELONG Kal N
BAevvomoAucakyapidwon A ota mpwipa otddid Tng.>%*”
QO0TO00, Ol €V ASyw TIEPUTTWOELG QaiveTal 0TI ATTOTEAOUV
v e€aipeon mapd Tov kavova.

AvTioTPpO®Q, CUMPWVA HE AVASPOUIKN HEAETN, TA TTAL-
14 Mou TACKOUV ATTO KATIOI0 UETABOAIKO voonua (Kupiwg
palvulkeTovoupia, ENelyn G6PD, mpomiovikry o§uoupia,
QVETTAPKELD TNC ATTAUIVAONG TNG adeVOTivng, ITOXOVOPLOKEG
Slatapaxég) mapouotdlouv avénuévo Kivbuvo eppaviong
XOPAKTNPIOTIKWY TOU AUTIOTIKOU PACHATOG KATA TN S1dp-
Kela NG {wrig Toud. Na Tov Adyo auTtov TTPETEL VA TIOPAKO-
AouBouvTtal cUCTNUATIKY, WOTE N S1Ayvwon Tou AuTIoHoU
Kal N évapén tTwv KatdAAnAwv mapepfdacewy va yivovtal
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o€ 600 To SuvaTo UIKPOTEPN NAKia.* MapdAAn)a, o€ pia
ENNVIKA HEAETN 187 TAISIWV pe emMPBeRAIWUEVA AUTIOTIKA
XOPAKTNPLOTIKA, HETABOAIKSO voonua SlayvwoTnKe o€ 5
amod auvtd (2,7%), evw Brodeikteg evOEIKTIKOI yla KATTOLO
HeTABOAIKS voonua aveupédnkav o€ 12 anod autd (7%). Ta
ev Aoyw maidid mapouciacav onUAvTikr KAIVIKA BeAtiwon
UETA TIC KATAANNAEG Slatpoikég mapepBAoslc.®

Juvoyifovtag, n tpéxouvoa BiBAloypa®ia CUCTHVEL pila
eatouikeupévn mpoaoéyyton mou Baciletal otnv evOeNeXn
KAWVIKNA €€€Taon Tou TTaidlo Kat ot AjPn evOg EKTETAPEVOU
OTOUIKOU KAl OIKOYEVELAKOU LOTOPLKOU. loxupég evdeielg yia
HETAPBOAIKO ENEYXO poUTivaG o€ OAA Ta TALSIA UE AUTIOUO
Sev MpoKUTTOLV AT Ta péxPL oTiyung Sdedopéva. Emimiéoy,
TaTTatdId YE PAIVOTUTIO AUTIOHOV Ba Tipémel va Bpiokovtal
UTTG CUOTNMATIKY TTAPAKOAOUONON, KABWG cuuMTWHATA
Kal ONUEia eVOEIKTIKA UETABOAIKOU VOO UATOG UTTOPEL va
EUPAVIOTOUV PE TNV TTPO0d0o TNG NAIKIAG (€1K. 1).
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6. AIAZMNAXZH NMPOXOXHZ-YNEPKINHTIKOTHTA

H Sidomaon mpoooxXAG-UTTEPKIVNTIKOTNTA EiVAl LA VEL-
poavantuélakn Slatapayr| Le TOAUTTAOKO TTAB0@UCIONOYIKO
unto3abpo. Novidia oxeti{dpeva pe ta veupodiafiBacTikd
OUOTAMATA TNG VTOTIAUIVNG €XOUV EVOXOTTOINOEL, EVW EXEL
avadeixOei kal o podAog MePIBANNOVTIKWY TTAPAYOVTWYV
(MpoyevvNTIKOi TTOPAYOVTEG, TIEPLYEVVNTIKEG OUVONKEG,
Slatpo@ikég ouvriBeleq).’® Zuppwva e toug Todd et al,
N OUYKEKPLIPEVN Slatapayr] amoTeAel cuvETela TNG €A-
VTANONG TWV EVEPYELIAKWY ATTOOEPUATWY OTOV PAOLO TOU
eyKePANoL.? It BIBAloypagia avapépovTal TIEPIMTWOEIG
madlwyv Kal EprPwWV UE VOO LATA TOU PHETABOAICUOU, oTa
omoia n S1AocTTacn MPOCOXAG-UTTEPKIVNTIKOTNTA AITOTEAEL
HEPOG TOU PAIVOTUTIOU E(TE WG KUPLA €iTe WG SeuTepeLoVoA
KAWVIKN ekSrAwon.

EidikoTteEPQ, N StdoTTacn TPOCOYXNG-UTIEPKIVNTIKOTNTA

Khwicd onpeio evoskTikd avTicpon

A 4
EmBefaioon copeova
pe ta DSM-IV kpurpla

A 4

Ytoyxgvpévn Bepameia,
KatdAnAeg mapepnfacelg

A

Metafoiikog Eeyyog
EMKEVIPOUEVOS GE
10010l LETOBOALKE

KXwucd gvprpoato evoektikd pHetafoiikon
VOOTLATOG (OVGLOPQA YOPOKTNPLIOTIKEL,
ataio, emnyia, picpokepaiio, cofopn

VONTIKI VOTEPNOT|, KUKALKOL ELLETOL)

Oxt

voonuorta ()

Kl

No

A

nopakorlovdnon,
KatdAANAes TopepPaoetg

l

Epedvion onueiov/

"Eleyyog yio petafortkd voonpo

< GUUTTOUATOV EVOEIKTIKMV

Iadopo voonua Mn oo voonuo

v \4

peTafoAIKOD VOO LOTOG

Apvntikdc

A 4

Ytoyevpévn Oepamneia, KatédAinkes mopeppdoets,
KatdAAnies TopepPaoelg yevetkn kabodnynon,
KAWVIKT Topakolovdnon

KatédAinkeg
TOPEUPACELS, KAVIKN
nopakorlovdnon

Ewkéva 1. Mpoteivopevog aryoplBpuog Siepebivnong matdiiv e autiopd yia mbavé HeTaBoAIKO voonua.



332

amavtatal cuxvAa PETagy acOevwv PE AIVUAKETOVOUPIA.
JuxvA CUVUTIAPXEL HE EMMPOCOETA VEUPOAVATTTUEIOKA
npoBAjpata (m.x. SuoAeia) kal Statapaxég TNG CuuTTE-
PLPOPAC, EVW N OPIOTIKA S1dyvwon TOU UTTOKEIMEVOU E-
TaBoAlkoV voorpatog ival Suvatdv va teBei kal petd
v mpwtn matdikn nAkia.*’~* To cuvdpopo Sidomaong
TIPOCOXNG-UTTEPKIVNTIKOTNTAG EXEL, ETTIONG, TIEPLYPAPEI WG
KAWVIKN ekdNAwon og aocBeveig pe cuvdpopo Smith-Lemli-
Opitz, adpevoleukoduoTtpopia, X-1xBvaon (avenmdpkela tng
OOUAPATACNG TWV OTEPOEISWV), KABWG KAl O€ VOOO WG amo
00ouNG oUpwV opevdApou.“*#TéNog, n Sidomacn TPOCOXNG-
UTTEPKIVNTIKOTNTA CUVUTIAPYXEL CUXVA O€ TTALOLA PE AUTIOUO,
OTTIOTE OTIC TTEPIMTWOELS AUTEC N avaldriitnon evéog mbavou
UETABOAIKOU VOOHATOC €ival AKOUN TTIO avayKaia.*

7. WYXIATPIKEZ ONTOTHTEX

Av KAl T VOO UATA TOU PETABOMOHOU Kalt ol YuxlaTtpl-
KEG TTABNoEIg amoTeEAOUV SU0 PAIVOUEVIKA N OXETICOUEVEG
OVTOTNTEG, OTNV TTPAYHATIKOTNTA UTTAPYOoLuV Sedopéva otn
BiBAoypaia mou Seixvouv Ot PUXIATPIKEG EKONAWOELG
onw¢ n Yuxwon n n oxlloppévela Pmopei va amoteAolv
TA TPWTA CUPTITWHATA VOGS HETABOAIKOU VOOT|UATOG.
Mapadeiypata TéETolwv PETABOAIKWY VOOHUATWVY gival ot
AUCOCWUIKEG SlaTapaxég (LavvooldWaoELg, YayyAlooldw-
o&l1g, vooog Fabry, vooog Tay-Sachs, vooog Niemann-Pick),
ol SlaTapax£g Tou KUKAOU TNG oupiag, Ta PIToxovSplakd
voonuata, n opokuoTivoupia, n ofeia Siaheimouvoa mop-
@upia, n vooog Wilson. ZTI¢ TEPIMTWOELG AUTEC ATTAVTWVTAL
o€ vPNAN cuxvoTNTa eMIPOCOEeTEC SlaTapaXES, OTTWG
EKTTTWON TNG VONTIKAC AelToupyiag, emAnyia, puokapdio-
mabela iy urmopei va aveupiokovtal SepUATIKEG EKONAWOELG
Kal adpd XapaKTNPIoTIKA Tou TIpoowrtou. Emiong, étav
UTTOKPUTTTETAL HETAPBOAIKO VOO A, eVOEXETAL Ol EKONAW-

M. TQroY kot X. rQroy

o€1G amd TNV YUXIKN o@aipa va mapouctdlovTtal JETA TNV
EMIOPACN CUYKEKPIPMEVWV EKAUTIKWV TTAPAYOVTWYV (TT.X.
VNOTEiQ, TUPETOG, CUVONKEG stress, A\Pn CUYKEKPIUEVWV
TPOPWV). Mia €181Kr KATNYopia YuXIATPIKWY SlaTtapaxwv
givat ol Slatapaxég mpOoANYNG TPOPNG, Ol OTIOIEG HTTOPOULY,
emiong, va amoteAoUV CUUTTTWUA PETABOAIKOU VOO UATOC.
MNapadeiypata Tétoiwv voonudatwy ival Ta pitoxovSplakd
VOO ATA, Ol OPYAVIKEG 0EUOUPIES (KUPIWEG N TIPOTTIOVIKA
Kal N HEOUALOAOVIKE) Kal ot SlaTapaxéG TOU KUKAOU TNG
oupiag.’o-3

Amé Ta mapandvw yivetal avTIAnTto 0Tl anatteital au-
Enuévn emaypunvnon and tnv MAeUpd Twv TAIGOYUXIATPWV
yla tnv éykaipn Sidyvwon evog HETABOAIKOU VOOHUOTOG
mou Ba dAAale pIIkA TN BePATTEVTIKN TIPOCEYYION TWV
ev AOoyw acBevwv. nueia mou umodnAwvouv avénuévn
mOavoTNTA yla LUTTOKEIMEVO HETAPBOAIKO voonua gival n
TIAPOUCIa VEUPOAOYIKWY CUUTMTTWHATWY, N ATUTTN NAIKia
EUPAVIONG, KABWG Kal TO OETIKO OIKOYEVEIAKO IOTOPLKO >%>3

8. ZYMIMEPAXMATA

Ta evdoyevr] vooruaTta Tou PETABONOUOU TTEPINA-
Bdavouv cuxvd oToV KAIVIKO TOUG PAIVOTUTIO TTOIKIAEG VEU-
powuxlatplkég ekdnAwoelg. H cuvimapén emmpdcOstwv
ouVOSWV ONUEIWV KAl CUUMTTWHATWY armd AAA CUCTHUATA
€VIOXVEL TEPIOOOTEPO TNV LTTOYIa Yla KATTOLO UTTOKEIMEVO
HETABOAIKS véonua. Ta cuxvotepa PeETABONKA voorpata
TTOU CUVS£0VTAL PE VEUPOYPUXIATPIKA CUPTITWHATA Eival oL
OpPYAVIKEG 0§UOUPIEC, Ol SIOTAPAXEG TWV AMIVOEEWV Kal N
avemdpkela kapvitivng. H StayvwoTtikr Sigpevvnon Ba rpé-
netva Baciletal oTov cuVSUACHUS TWV KAIVIKWY EKSNAWCEWY,
evw éupaon Ba mpémel va Sivetal otn Stdyvwon ekeivwv
TWV VOONUATWV UE S10BECIUEC BEPATIEVTIKEG ETTIAOYEC.

ABSTRACT

When is a metabolic screening of children with neurological and psychiatric symptoms necessary?
M. GOGOU,' C. GOGOU?
'Second Department of Pediatrics, "AHEPA” University General Hospital of Thessaloniki, Aristotle University

of Thessaloniki, Thessaloniki, 2First Department of Internal Medicine, "AHEPA” University General Hospital of

Thessaloniki, Aristotle University of Thessaloniki, Thessaloniki, Greece

Archives of Hellenic Medicine 2019, 36(3):326—334

Inborn errors of metabolism may be associated with various, multisystemic clinical manifestations. This is a literature

review of data on the need for metabolic screening of children with neuropsychiatric signs and symptoms. The in-

born errors of metabolism most frequently associated with epilepsy are organic acidurias and carnitine deficiency,

and children with these deficiencies usually also exhibit psychomotor retardation and have a positive family histo-

ry for seizures. The age at presentation and the type of seizures provide useful clues for the diagnostic approach. An
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organic aciduria may also be the underlying disorder in cases of cerebral palsy, especially when extrapyramidal or

dystonic symptoms are present. Conversely, inborn errors of metabolism are only a rare cause of isolated mental re-

tardation among children. Concerning children with autism spectrum disorder, the approach should be individual-

ized and based primarily on the clinical findings and the family history. Finally, attention deficit hyperactivity disor-

der and some psychiatric diseases can in rare cases be associated with specific inborn errors of metabolism. For this

reason, it is important to increase familiarity and awareness amongst psychiatric and neurological professionals of

these less frequent entities, and to promote referral for the appropriate metabolic screening.

Key words: Children, Inborn errors of metabolism, Metabolic disorders, Metabolic screening, Neurological manifestations, Neurological signs
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