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EAAHNIKH AHMOKPATIA AOva, 31/03 /2023
YIOYPI'EIO YTEIAX Ap. mport.: T17,A1p/T.®.2.4,11/ T'.I1.0wk. 19757
I'ENIKH TPAMMATEIA

INPQTOBAGMIAX ®PONTIAAX YI'EIAX
I'ENIKH A/NXH YIIHPEXIQN YT'EIAX
AIEYOYNXH ITPQTOBAOGMIAX
OPONTIAAX YT'EIAX

TMHMA I'"ANAIITYZHX ITIPOTPAMMATQN
AI'QI'HX YT'EIAX KAI ITIPOAHYHX

I'ENIKH TPAMMATEIA AHMOXIAYX YT'EIAX
I'ENIKH A/NXH AHMOZXIAYX YEIAYX &
IHOIOTHTAX ZQHX

A/NXH AHMOZXIAX YT'EIAY &

YI'IEINHX ITIEPIBAAAONTOX

TMHMA MH METAAOTIKQN
NOXZHMATQN & AIATPO®HX

Tay. AebBovon : Apiototéhovg 17

Tay. Kddwog 104 33
[TAnpopopieg ' E. Xoatlnyaporapmovg
: A. Myomidov
 E. Zompiov
Tniépwvo 1 213-2161623/1749/1161
E-mail : pfy3@moh.gov.gr

KOINH YHOYPI'IKH AITO®AXH

OEMA: «Avantoén TAOTIKNG £QUPUOYNS YO OLEVEPYELD OGVLYVEVTIKOV ALY OV €iKOOL
evvid (29) véov Nocoyovov Katastdseov kar g Ivddovg Kvetikiig Nécov, 610 mhaiclo

oevpuvong Tov EOvikov Ilpoypappartog Ipoinmrikov EAéyyov Neoyvav (EIIITEN)».

OI YIIOYPI'OI OIKONOMIKQN KAI YTI'EIAZ

‘Exovtag vmoyn:

1. 1o XOvtaypo g EAAGSag Ommg avaBewpnbnke (PEK A" 211/2019), épbpo 21 «Ilepi
TPOCTOGIOG OIKOYEVELNS, YOUOL, UNTPOTNTOG Kot TOOIKNG MAKIOG, OUKOIMUATE OTOU®MV UE
avamnpiec,

2.tov N. 2101/1992 «KbOpwon g AteBvovg Zopufacns yio to SIKOOUTO TOV Todov», OTmS

oY VEL.

3. tov N. 3235/2004 (®EK A’ 53/18-2-2004) «IIpwtoPaduia ®povrida Yyeiacy, map. 3(y) apbpo
1 «Zxomdg, évvola kot mepieyopevo g [pwtofdduiag ®povtidag Yysioc,

4.1ov N. 3329/2005 «EBviké Zvomupa Yvyesiog xor Kowovikng AAAnieyydmg kot Aoumég

STAEEIS»

5. tov N. 4238/2014 (PEK A’ 38/14-2-2014) «IIpwtofdaduo EBvikd Alktvo Yyeiog (ILE.AY.),

aAdayn okomov E.O.ILY.Y. ko Aowmég dratdéecy, dpbpo: 29,
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6. Tov N. 4486/2017 (®PEK A" 115/7-8-2017) «MetappObpion g Ipotofadiag @poviidog
Yyelag, enetyovoeg pubuioeig appodtotntog Ymovpyeiov Yyelog kot GAAeg dratdéets, dpbpas 1
nap. 2, 12 mop.

1, 13 mop. 1 & 2,

7.tov N. 4624/2019 (®PEK A" 137/29-08-2019) «Apyn Ilpoctaciog Aedopévav Ipocwmikon
Xapaxtipa, pétpa  gpapuoyns tov Kavoviopod (EE) 2016/679 1tov  Evpomaikov
KowvoBoviiov kot Tov Zvpupoviiov g 271G Anpikiov 2016 yio v TPocTAGio TOV QLGIKMV
TPOCAHTOV EVOVTL TNG eMeEePyaciog OEOOUEVOV TPOCHOTIKOD YOPOUKTNPO KOl EVOMOUATOON
omv €Bvikn vopobeoia g Odnyiag (EE) 2016/680 tov Evponaikov KowoBoviiov kot tov
Yvppoviiov g 27mg Ampidiov 2016 ko dAheg dratdEeioy,

8. tov N. 4675/2020 (PEK A" 54/11-3-2020) «I1poAnyn, TpocTtacio Kot Tpoaymyn e LYl —
avantuén TV VINPECIOV INUOGLOG VYeiag Kot dAleg datdéels, dpbpa: 4 (map.3, €. Bii), &
10,

9. tov N. 4999/2022 (DEK A’ 225/7-12-2022) «AgvtepofdOpia mepiBaiyn, 1oTptkn ekmaiocvon,
pieBoroykég pubuicelg yia Tovg 1Tpovs Kot 0dovTidtpovg tov Efvikov Xvotiuatog Yyeiog
Kot AOuTég O Tdselg appodtdtntag tov Ymovpyeiov Yyeiagy, dpbpa 38, 39,

10. 1o ap. [1.A.867/7.11.1979 «lepi tov Ivotitovtov Yyeiog tov [Tadovy (PEK 249 1 A,
oLuemva pe To omoio opifoviat 0 6komog, 1 enonteia, 1 dtpOpwon tov LY .IL. k.A.x.,

11. to IL.A. 63/2005 «Kwdwkomoinon tng vopobesiog yio v Kopépvnon ko 1o KvPepynrikd
opyavay (DEK A" 98), apBpo 90, ce cvvovacud pe v map. 22 tov gpbpov 119 tov v.
4622/2019 (PEK A" 133),

12.ta o) ILA. 142/2017 «Opyaviopog tov  Ymovpyeiov Owovopkadvy (A'181) ot
B) IL.A. 121/2017 «Opyoviopdg tov Yrovpyeiov Yysiocy (PEK A" 148) o6mwg 1oyvel, o)
apBpo 15 «Aevbvvon Ipwtofaduiag Dpovtidag Yyeiag» map. 3y, edaewa 1 1, iv, v, Vi, vii, 4
Omwg tpomonomOnke Kot copumAnpddnke pe tov N. 460/2019 (OEK A" 43), dpbpo 81, map.
18 & 19, B) apBpo 22 «AebBvvon Anudoiog Yyeiog ko Yyiewng [epifdriovtocy map. B,
€d. 11,

13. tov IL.A. 81/2019 «XbotO0T, GLYXDOVELGT, PETOVOUAGio Kol Katdpynon Ymovpyeiov Kot
KaBOPIoUOG TV OPUOSIOTHTOV TOVS — METAPOPE VINPECIOV KOl OPUOSIOTHTOV UETAED
Ynovpyeiov»y (PEK A" 119),

14. tov I1.A. 63/2020 «Xbotaon kot katapynon ['evikdv ko Ewwwov Ipoappoteidv, petapopd
appodomrov petasd F'evikov Ipappateidv» (PEK A’ 156),

15. Tnv vmo6 otoyeia Y 70/30-10-2020 andpaon tov [Ipwbvmovpyod «Avébeon Appodotitov
otov AvorAnpmth Yrovpyd Owovopukav @eddmpo Zkviokakn» (B'4805)

16. Ta a) IT.A. 62/2020 «Alopiopdg Avaminpotdv Yrovpydv kot Yeumovpydvy (A155) ko
B) ITL.A. 68/2021 «Awopiopdc Ymovpymv, Avaminpadtplog Ymovpyod kot YQUIovpymv»
(DEK A’ 155),

17. v apB. npot. I'ly/T.0.1.3, 2.4/T.I1. 298/02-02-2022 KYA pe 0épa «Eykpion ocdufaong
dwpedg petatd tov  INXTITOYTOY YIEIAX TOY ITIAIAIOY (IYII) «xot tov
IAPYMATOZXZ XTAYPOZ NIAPXOZX (IZN) pe avtikeilevo tnv mopoyn HUnNyovoroyukon
eComMopol, oLOTAHOTOC  GLLELYHEVNG  QOaoMOTOMETPlog HAlOG KOl TTEPLPEPELKOD
eEomopoHy,

18. v apB. Blo/ok.72936/19-12-22 Andpacrm tov Yrmovpyol Yyelog pe 0épo «Katovoun
moT®cemVv 10V Toaktikov TIpodmoroyiopobd okovopikov étovg 2023 tov Ymovpysiov Yyeiog
o€ empuépoug Opadeg Aoyoplacuavy,
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v apf. Ala/ok.73461/20-12-2022 Andé@acn tov Ymovpyod Yyeiog pe 0épa «Aopiopdc
tov Kopotd Ogodwpov mg Yanpeowokov [pappoatén tov Ymovpyeiov Yyeioacy (PEK
1197/23-12-2022, tebyog Y.O.A.A.),

v opd. B20/74821 /29-12-22 Ardéeacn ¢ AvamAnpotplog Yrovpyov Yyeiog pe 0€ua
«Eyxpron Ipobmoroyiopod £tovg 2023 tov Ivetitovtov Yyeiog tov [Taudiovy,

mv apd. mpot. YII/T.0.11,2.4/T.I1.01k./107830/8-11-2012 (AAA: B4X0®-0P2) EykidKio
tov Yrmovpyeiov Yyelog pe 0épa: «EykdkAiog mpotumonoinong Sadikacidv avantuéng Kot
viomoinong tov EBvikov Tlpoypdappatog Mpoinntikod EAéyyov Neoyvov (E.ILILEN.)»,

10 oapf. mpwt. [36/A.0.2.4,11/T.11.ok.65683/29-08-2017 £yypapo g Atevbuvong
[MpwtoPdaduiag @povtidag Yyeiag ko [IpdAnyng mpog to IYTI pe 0épa: «EOvikd Ipdypappa
[Ipoinmticod EAEyyov Neoyvavy,

10 apld. mpot. ['y/T.0.2.4,11/T.11.82275/14-06-2018 &yypago g Atevbuvong
[MpwtoPdabuiag Opovtidag Yyeiag mpog to IYIT pe Oépa: «Zyxetikd pe IpmtoxKorlio Tov
EBvikov Ipoypapparog [poinntikod EA&yyov Neoyvavy,

T op. TpoT. o) 767/15-10-2018 & B) 928/15-11-2018 &yypapa tov Ivetitovtov Yyeiog tov
[Moudod oduewva pe ta omolo KOTOTEOMKOV TO OYETIKO TPMOTOKOAAL VOGOYOV®V
KOTOOTOCEDV,

t0 ap. mpot. I'ly/T.0.1.20,2.4,4EN,11/T".11.88409/14-12-2018 £&yypago g Atevbuvong
[IpwtoPdOuiag Dpovtidag Yyelag mpog tn [eviky AwevbBuovon Anuocwog Yyelog ko
[Towtrag Zomg pe 8épa: «Aafipacn [IpoToKOAALOL TAOTIKNAG EPAPULOYNS YO TNV KLGTIKN
tvoon tov IYII oto mAaicio E6vikod Ilpoypdupatog Ilpoinmrikov EAéyyov Neoyvaov
(E.ILILE.N.)»,

10 apf. mpot. A1B/AY/29-01-2019 &yypagpo g AtevBuvong Anpdcrog Yyeiog kot Yyteng
[leppédrrovioc mpog 10 EBvikd ZvpPodAiio Anuociag Yyelag pe 0épa:  «Awopifaon
npwtokOAv To0v Efvikov Ilpoypdupotoc IlpoAnmrikov EAéyyov Neoyvov kot tov
TPMOTOKOALOL TAOTIKNG EPAPLOYNG Y10 TV KVGTIKN {veon»,

10 and 20-01-2020 éyypago tov EBvucod Zvpfoviiov Anpdoiog Yyeiog mpog t Al/vom
Anpodowog Yyetog ko Yyewng [epipdirovtog oyetikd pe v kowvomoinor Ipaxtikdv g
4ng Xvvedpiaong Tov EBvikod ZvpPfoviiov Anpociag Yyeiog (E.XY.AY.) avapopikd pe tnv
EYKPION EQOPLOYNG AVIVEVLTIKOD TPOYPALLOTOS Y10 TNV KLGTIKT tveoon and to YT,

0 apf. mpot. I'ly/T.0.2.4,11/T.I1.ow.13684/04-03-2022 é&yypago G Aevbuvong
[MpwtoPdOuiag Dpovtidos Yyeiog pe 6épo «Katdbeon emkoporompuévav IpwtokdAimv
OLEVEPYOVUEVOV OVIXVELTIKOV EAEYY®OV VOGOYOVOV KOTAGTAGE®V, KAODS Kol VE®V OV
oyxedtdlovror 6to mAaicto Tov EOvikov Ipoypapparog [Tpoinmtucod EAéyyov Neoyvav mpog
€ykpion oo 10 Yrovpyeio Yyetagy

10 apf. mpwt. 281/12-04-2022 &yypago tov Ivetitovtov Yyeioag tov [Tadov (IYID) pe 8épa
«Emxoporompéva.  IIpotdKoAAa  SlEVEPYOOUEVOV  OVIYVELTIKOV EAEYYOV  VOCOYOVOV
KOTOOTACEWDV, KOOMG Kot VEwV ov oyedidlovtal oto mhaicto tov EBvikov Tlpoypappoatog
[TpoAnmtucot EAEyyov Neoyvav mpog éykpion and to Ymovpyeio Yysiogy,

10 op1f. mpwt. 342/09-05-2022 &yypago tov Ivatitovtov Yyeiag tov [Todwod (IYII) pe Oépa:
«Aitnon éxtaxtng emyopnynons ota mAaicio enéktacng tov EILILE.N.», pe to omoio
dwpipaomke andomacpa mpoktikov S opd. A.E. 24/13-04-2022 ocvvedpioong g
Awwovcog Emutponng tov IYIL oxetikd pe v £€ykpion TV ETKOIPOTOUNUEVOV
[MpotokdAA®V Kol avT®V oL Ttpoteivovtar yia T devpvvon tov ETLILE.N. pe miotikn
ePapLOYT, KOOGS Kot To aitnuo Tpog 0 YY Yo EKTOKTN EMLYOPTYNOT,
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10 ap. I'ly/T.®.2.4,11/T.11.26265/13-5-22 &yypago g A/veng AtedvBuvvong Ipmtofaduuag
®povtidag Yyeiog mpog v Emtpony| Epnepoyvoudveov Anp. Yyeswog pe 0épa: «Koatdbeon
emKapomonuéVeRV  TIpoToKOA®Y  S1EVEPYOVUEVOV  OVIYVELTIKOV EAEYXWOV  VOCOYOV®V
KOTAGTACEWDV, KOOMG Kot VEwV Tov oyedialovtal va gviayBobv oto miaicto tov EOvikov
[Mpoypdppatog IpoAnmtikod EAéyyov Neoyvov, mpog €&ykpion amd v Emtpomn
Eunepoyvopdvov Anpociog Yyeiog tov Yrnovpyeiov Yyeiog», to omoio dwafifdotnie mpog
v EEAY pe 1o vrt'ap. A1B/TTLow. 50062/1-9-2022 &yypago ¢ A/vong Anuodciog Yyeiog
kot Yyewng [epipdArovtog

10 ond 21/11/2022 Ynnpeoiakd Enueiopo g A/vong Anudociog Yyesiog kot Yylewng
[TeppdArovtoc pe to omoia Safipdotnkav o) to aplf. 5 Tpaxtiko, pue nuepounvio 16-09-
2022, 6épa 1o, eykpiOnkay to TPOTOKOALN T®V TEGGAP®Y VOCOYOVAOV KATAGTACE®DY TOL NN
aviyvevovtal Kol Tov amotelobv T Paon avamtuéng tov EINIEN, kabdg kot n mAotikn
EPAPLOYN TOL TPOTOKOALOL Yo TS 29 VOGOYOVOLS KOTAGTACELS OV TPOTEIVOVTIOL Vo
dtepguvnBovv B) 1o apf. 6 mpaktikd, pe nuepounvia 6-10-2022, Bépa lo, eyxpidnke n
TIAOTIKY] €QAPUOYT] TOV TPMOTOKOAAOL Yoo TV Ivddn Kvotikn Noco mov mpoteivetanr va
dtepevvnOet,

10 amd 9-1-2023 nAektpovikd pnvopa g A/vong ILD.Y. npog 10 Ivotitovto Yyeiog tov
[Modwot (IYID), avagopikd pe v mopoyn OLEVKPIVIICEMVY Y10 TV TAOTIKY] EQAPLOYY] TOVL
EIIITEN ko to and 16-1-2023 anavintikd pnvoua,

10 apd. mpot. I'1y/1.3,2.4,11/AY/16-1-2023 Ymnpeowokd Enueiopo g A/vong IIOY mpog
™ Avon Hpodmoroyiopov kot ANHoclovoUtKav Avagopmv,

10 apf. mtpwt. Blo/ow. 4342 / 24-01-2023 pe 0épa : «AvEopeimon mMoTOcCEOV Kol avEnon
T0G0GTOV d1abeon oy £yypao tov Yrmovpyeiov Yyeiag mpog 1o Ymovpyeio Otkovopukmv,

10 apl. mpot. Blo/ow.12329/28-02-2023 £yypoapo t™g A/vong Ilpodmoroyiopod kot
Anpocovopukav Avagopov pe 0épa «Ewonynon tov dpbpov 24, map.5, mep. (€) TOL
v.4270/2014 (®EK 143/1.A’/28-6-14) 6nwg avrikatactddnke pe tn ddtaén g map.1l tov
ap0.34 tov v.4484/2017 (A'110) yio v voypapn oyediov Kowvrg Yrnovpywkng Andpacnc»
AVOPOPIKA Le TNV TPOKANGT EMITAEOV SAmMAVNG M OTOl AVEPYETOL ETNGIWG GTO TOGH TV
260.000,00€. Tw 10 £€10c 2023 M Oambvn Oa KoAvEOel pe €KTOKTN EMLYOPNYNON TOL
Ivotitovtov Yyeiog tov IMoudod and tov taxtikd mpodmoroyicpd tov Ymovpysiov Yyeiog
Kot cuykekpiuéva o Papog tov Avoivtikod Aoyaplacpod EE6Swv (A.A.E.) 2310802896
tov Ewwod ®opéa 1015-204-0000000, evd vy to. vwoOAoume £t Ko 660 Oa dapkel to
npoypoppa, o vapEer TpoPAeym Eviaéng otov mpovmoroyicud tov Ivetitovtov Yyeiag tov
[Tod100. H g dve damdvn givat vidc tov mpoPAEYEDY TOV EKTEAOVUEVOL TPOVTOALOYIGLOV
Kol TV opiov tov M.ILAX..

AIIODAZIZOYME

A. Tnv éykpion avanTuéNG TAOTIKNG EPOPLOYNG Y10 OLEVEPYELD OVIYVELTIKMV EAEYXOV €iKOGL

ewid (29) véov Noocoyovov Kotoaotdoemv kot g Ivdddovg Kvotikig Nocov, 6to mhaicio

dtevpuvong tov EBvikov Ipoypdupatog [poinmrikod EAéyyov Neoyvaov (EITITEN).

B.

Tnv avainyn and to Ivotitovto Yyesiog tov [Moudiov g MAOTIKAG €QPAPUOYNG Yo TNV

SIEVEPYELDL AVIYVELTIKOV eAEyymv gikoot evwid (29) véov Nocoyovov Kataotdoswv kot g

Ivdovg Kvotikig Nocov, 6to mhaicto depehvnong g devpuvong tov EBvikov TIpoypdppatog
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[TpoAnmtikov EAéyyov Neoyvav (EITITEN). H ypovikn mepiodog mAotikng avantuéng opiletan
70 O1doTNUO Ad TV NUEPOUN ViR £KOOOTC TNG TAPoVCAS ATOPaoN S £mG Kot To £T0¢ 2025.

To EOviké Ipdypappa Ilpoinmtikov EAéyyov Neoyvov (EIIIEN) Eekivnoe oty
EAMLGda mrotikd o 1974 pe aviyveutikovg eAEyyovg yia T voso @arvviketovovpia (PKU), evod
GUUTANPOONKE GTASIOKE LE TN HETPNON TNG OPACTIKATNTOS TOV VDOV AQLopoyovdiomn tng 6-
QPO POPIKNG YALKOING (GO6PD), tov édeyyo tov Zuyyevotg Ynobvpeoediopot (CH) kat t voco
¢ Fodaxtolopiog (TGAL). Ot ev Ady® vocoydveg KATAGTAGES amoteAobV T0 Pacikd medio
avantoéng tov EIMNEN kot m oviyvevon tov omoiwv Olevepyeitoal oOUQ®VE HE T
EMKOLPOTOINUEVE, — TPOTOTOUNUEVO, TPMTOKOALN, OTMG OVTA aPUOdImG £xovv £yKplOel duvdpet
TOV TPOKTIKOV ap. 5 /16-09-2022, 0éua 10 g Ertponng Euneipoyvopoveov Anpodciag Yyeiag.

Y10 Ivotitovrto Yyeiog tov [Maudod (I.Y.I1.) amd ) dexoetia tov 1970 giye avotedel amod
to Yrovpyeio Yyetog n avémroén tov EITEN kot gv yével n evBovn g taxtikng a&toAdynong,
KaOdg Kot TG YvOROdOTNoNG Kol TNG €1oNynong yw. orotodnmote Béua agopd TOGO Yo To
dtevepyodeva TPOTOKOALD VEOYVIKOD EAEYXOV, OGO KoL Y10l TNV OTOL0, EMEKTACT] AVTAOV MG TPOG
Ta V1o €€ETOGT VOST|LATAL.

To E.ILILE.N., to omoio dwevepyeitar yw mepimov mevivra €t amd to LY.IL won
KaAOTTEL OAa T veoyévvnta e EALGSag, dev mepropiletal HOVO oTn €PYACTNPLOKN UETPTON
QG YNNG ovoiag, oAAG &ivor pio OAOKANPOUEVT VINPecio. OV  TEPAAUPAVEL TNV
emPefaioon g aviyvevong, ™ Odyvmon, ) BepamevTIK) OVIILETOTION KOl aEOAOYNGN TG
mopeiag Tov maoyovtog modov, cOpeova pe to kptthpla ¢ [Haykdopoag Opydvoong Yyeiog
(I.0.Y.) kau Vv ékBeon tng Emrpomng Eumepoyvoudévov «Newborn screening in Europe
Expert Opinion document, Contract number 2009 62 06 of the Executive Agency for Health and
Consumers» g Evponaikig ‘Eveoonc. Emiong mepihopfdver ) yevetikn cupfovAn kot v
TPOAN Y.

To E.ILILE.N. é&xet xaBolkd yopokmmpo €QopUOyNS omd OAEG TIG HOLEVTIKEG —
VEOYVOAOYIKEG LOVADES, KAVIKEG TNG YDPAS, TOL Anpdctov kot [diwTtucod topéa Kot devepysitan

dwpedv xatd eviaio tpdmo o€ OAa ta veoyévvnta otnv EAAnvikn Emkpdreto.

I'. Mg v oAoKANp®ON NG TAOTIKNG EPUPUOYNG OLEVEPYELNG OVIXVELTIKOV EAEYXWOV TPLAVTQ
(30) véwv Noocoyovev Kataotdoewv (pe ™ Aén toug étovg 2025), to LY.IL. cvvtdooet £ékbeon
aflohdynong He TOo OMOTEAECUATO TNG TAOTIKNG EQOPUOYNG Kol TIG OMOEG EMCNUAVOELS,
TopatnPNoelg Kot mOOVOV TPOTOTOMMGES TOV OEVEPYOVUEVOV TPOTOKOAA®V, TNV omoia
KaTafétel 6TIC apuoOdieg vnpecieg Tov Ymovpyeiov Yyeiag, MGTE VO YVOUOOOTNGEL GYETIKA M
EEAY xot va mpoxvyet 1 diebpuvon tov EITIEN pe m copmepiinym ovtdv oty Ymovpykn
Amdépacn mov ekdideTon KaTOTY TG TPOPAETOUEVTS, amd TIG 1oYvovsES dlatdiels, dudkaciog

(oxet. 5 ko 8).
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A. Zoppova pe to oyetikd (320 & B) mpaktikd g Emtponng Eumepoyvopdoveov Anuodciog
Yyetog (EEAY), eykpivovrat ta akdiovba:
1. H mAotik €Qoppoyr oviyveutikav eréyyov eikoot evid (29) véov Noocoyovov
Kotaotdoewv to 6mola cvopmeptiopupdvouv 14 voonuota yio Tig datapayEs Tov HETOPOAITHOD
apwvo&émv, 6 voonuata yw T opyovikés O&vovpiec ko 9 voonuata yuo Tic dTapoyés B-
oeidmwong Mmopmdv 0&Ewv, 10 TPOTOKOALO TV omoimv mopatifetar oto [Mapdpmua (1), mov
amoteAel avamdoTaGTO LEPOS TG TAPOVGAS ATOPAGTG KOl OVOAVTIKOTEPQ Elvat:

Apywwvoniextpikr] o&vovpia (Avendpkeia tng Avdong tov Apywvivo-niektpucod O&Eoq)

Kupoviwvatia, TOnov I (Averdpkeia g ZovBdong tov Apywvivo-niektpikov OEE0g)

N660¢ 0¢ 06 0oUNG 0VPp®Y GEEVIALOL (AveTdpKeLo TOV ZopTAdKOV TG APudpoyoviong Tav a-Ketoéwv Atakiadicuévng AAdoov

Opokvotivovpia (Averapikela tng B-ZovBdong tg Kvoetadeiovng)

Tvpoowarpic, TOmov I (Avendpkeia g Yopordong tov Povudpvro-axeTo&ikod OEE0C)

Apywwvonpio (Avemdpkelo tng Apytvaong)

Kurpoviwvorpia, Tomov 11 /Avendpkela Kirpivng

Ynepuebetovivarpio

Koionng Yneppavviorovivorpio

Avopolio oty Avakdkimon Tov Zvuropdyovto g Blomtepivng BH4

Avopolio ot Broovvieon tov Xvurapdyovia e Blortepivng BH4

Tvpoowarpico, TOmov 11 (Averdpxeia g Tpavoapvaong g Tvpooivng)

Tvpoowvorpio, Torov 111

MeBuvAipaiovikn o&vovpia (Averndpketa tng uEBvAO-paidvoro-CoA povtdong)

[pomovikn o&vovpia (Averndpketo e KopPoEuidong tov Tpomidvoro-CoA)

MeBuvAipaiovikr o&vovpia - Atatapayés Tov petofolopod g kofaiapiving

IsoPaiepikry O&vovpia (Averdpkelo Tng apudpoyovdong tov teofovtopvrio-CoA)

Tovtapiky O&vovpia (Averdpreia T apLIPoyovaoTS ToL YAovtdpvAio-CoA)

[oAramdn Avendpkeio KapfoSuriaoov

[pwtevovoa Averndpkeio Kapvitiving (Atatapoyn mpdsinyng Kapvitivig)

Averndprkeia g Koapvitivo-TTaiprtdvro-Tpavopepdong I

Averndpreia g Kopvitivo-TTaiprtdvro-Tpoavopepdong 11

Avendpkelo [ToMoamlov Apvudpoyovacdv Akvio-CoA
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Avendpreia Apuopoyovdong tov AkvAo-CoA Mecaioag AAOGov

Averndpreia Apuopoyoviong tov Axkvio-CoA IToAd Maxpdc AAOGov
Avendpkelo g Tpavoloxdong g Kapvitivng/ Axviokapvitivng

Avendpkelo g Apudpoyovdong tov 3-Ydpo&u-Akvro-CoA Makpdg AAdcov

Avenapxela g Tpdpactikng [pmteivng

Klaoow @avvikerovovpia (Avendpkera g YopoSvridong tng @awvviaraviving). H ev Adym voooydvog
Katdotaon aviyvevetan 116m oto EIIIIEN, n diepevvnoi] s opmg 0a akorovdei Ty véa pebodoroyia tng
Yvolevypévne @acpatopetpiog Mdalac.

Xopupova pe ) oyetikny (17) KYA, 1o LY.IL. og ocvvéysin dmpedc, a&lomolel tov

OTTOLTOVLEVO  UNYOVOAOYIKO Kol TEYXVOAOYIKO €EOTMGUO TPOKEWEVOD VO SIEVEPYNOEL TOVG
QVLYVEVTIKOVG EAEYYOLG YO TIG TpoavapePOuEVeS eikoot evwid (29) Nocoyoveg Kataotdoelg pe
) pebodoroyia g Zulevypuévng Pacpatopetpiog Maloc.

Extipdtor 6T1 pe ™ OEvéPYEID. TOV TPOUVAPEPOUEVOV OVLYVEVTIKAOV EAEYYOV

VOGOYOVMV KATUGTAGEMY, 0o gvromilovtan TEPimov ikoot 600 (22) veoyva KT’ £T0G.

2. H motikn gpappoynq aviyveutikov eaéyymv yia v Ivddn Kvotikr Noco, 10 tpwtdkoiro
™G omoiog mapatifetar oto IMapdptnua (2), Tov amoteel AVOTOGTAGTO PEPOS THG TOPOVOOG
Amopaonc.

H motikn devépyeta aviyveutikav ehéyyov yuo v Ivoon Kvotiky Noco Oa yiveton pe
mv apyikn] pétpnon tov IRT ot amoénpapéveg otayodveg aipatog, kot o axolovbeitar m
pébodog mov Paciletor otV TEYVIKN TOL YPOVIKA dSloywpllopevov avocopbopiouot (time-
resolved immunofluorescence) pe erakdrovdn pétpnon g PAP, edv ypelactel, akoAovbdvrog
™V 1010 TEYVIKT.

Extiparar 0t pe tn S1evépyera aviyveuTik@v eA&yymv yio v Ivodén Kvetukn Néoco,

00 evromilovrto epimov gikoot (20) veoyva Kat’ £toc.

E. Ot dwdikacieg vAomoinong g TAOTIKNG EQOPUOYNG TNG OEVEPYELNG OVIYVEVTIKMOV EAEYYWOV
YL TIG VEEG VOOOYOVOUG KOTOOTAGELS TEPLYPAPOVIOL GTO. CYETIKO EYKEKPIUEVO TPOTOKOAAN
(ITapdpmua 1 & THHopdpmmuo 2) kot akoAovBodv Ta avagepoueva otnv opld. TPOT.
Y3I/T.®.11,2.4/T.11.owk./107830/8-11-2012 (AAA: B4XO0®-0P2) Eyxixiio tov Ymovpygiov
Yyetog pe 0épa: «EykdxMog mpotumomoinong Sodkasudy ovATTUENS Kot VAOTOINoNG TOL
Ebvucov  Tlpoypdupatog Ilponmrikod EAéyyov Neoyvov (EILILEN.)», oOmog oot
TPOTOTOIEITOL KOl GCUUTANPAOVETAL KAOE Popd GOUP®VA pe Ta oYeTIKA (32 o Kot B) TPAKTIKA TG

EEAY ot v ovvepyasia tov Ivotitovtov Yyeiag tov [odo0.
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XT. Zopewvo pe 1o 10 apld. mpwt. 342/09-05-2022 &yypoeo tov Ivotitodvtov Yyeiog tov
[Modov (IYTI) pe Bépa: «Aimon £€KTokIng EMYOPNYNONG OTO TANICIOL EMEKTAONG TOV
E.ILILE.N.», pe to omoio dwfifdomke amdomacpo mpaktikod e apd. A.E. 24/13-04-2022
ovvedpiaong g Awiwkovooag Emupomng tov IYIL, oyetkd pe v €ykpion ToV
emkopomomuévav  IpotokdAwv kol ovt®v Tov TpoTeivovTol Yoo TN OlEVPLVGON TOV
E.ILILE.N. pe mAotiky gpappoyn, kabmg Kot 1o aitnua mpog 10 YY Yo EKTaKTN EXLYOPNYNOoN
(oyxet. 30), mpokdmTel OTL 1 domdvn yia To £tog 2023 avépyetal 610 mocd twv 260.000 gvpd Kot
Bo kaAveBel pe éxtaxtn emyyopnynon tov LY.L amd TtovV TOKTIKO TPOUTOAOYIGUO TOL
Yrnovpyeiov Yyeiag étovg 2023.

Eniong amouteitan oyetikn mpdPreym évraéng otov mpovmoroyiopd tov LY.IL yua ta £
2024 ko 2025 pe 10 mocd v 260.000 gvpd kot £tog (6mov B Srapkel N TAOTIKN EQOPUOYN
TOV VEOV OVIXVEVTIKOV EAEYXMOV), KOOMG Kot Yo KAOe emduevo €10, 6TO TANIGLO TNG dEVPLVONG

tov EIIIEN pe 115 &v Ady® voG0YyOVOLG KATAGTAGELS.

H andgaon avt va dnpocievdet oty Epnuepida g KvBepvioemg

2vvnupéva : [apdptpo 1 & 2 (mov amotelodv avamdonacto Pépog g YA)

O ANAITAHPQTHX YIIOYPI'OX OIKONOMIKQN O YIIOYPI'OX YTEIAX

OGEOAQPOX XKYAAKAKHX A®ANAZIOX TIAEYPHZ

Kowomnoinon : Ivetitovto Yyseiog tov Iaiowov
Nocokopeio Taidwv «H Ayia Zogioy, [Tamadiopovtoroviov kot

Onpov 1, 115 27 Abnva
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Ecotepun dwavopn:

~N o OBk~ W N R

. I'pagpeio Yrovpyoo

. I'pageio Avandk Ymovpyod Yyeiog

. Ipageio I'ev. I'pappatéa Anuodcioag Yyeiog

. Ipageio I'ev. T'pappatéa [pwtoPdOuiag @povtidag Yyeiog

. pageio [poiot. ['evikng A/vong Anpociog Yyesiog & Tlowdotntog Zmng
. A/von Anpodowog Yyeiog & Yyiewng Ilepipdirovtog

. Alvon IL.O.Y , Tufua I''(3)
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ITAPAPTHMA 1
EOviko Hpoypoppa IHpoinntikov EAEyyov Neoyvav
Yyeowaouoc Néov Ilpotokoiionv

(29 Noooyoveg Kotaotaoeic)

O IIpoinntikdg ‘EAeyyoc Neoyvav (ILE.N.) otoyevel oty £ykoipn didyvoon
onaviov oAAG coPapdv voonudtwv mov emdéyovior Oepameiog kol UTOPOVV v
KataotoOv eleyyoueva. Ta televtaia 50 xpovia o [poinmticdg ‘Ereyyoc Neoyvav €xet
eEehybel oe o amd T1Ig Mo meTVYMUEVEG TpwTOPovAie g Anuootag Yysiog ko
Bewpeiton g 10 ‘gpvcd mpdTLTO® OGOV APOPd Ta cLoTHHATO HAlKOD EAEYXOL TOL
TAnBvopov.

O mpdrteg mpoondberag epapuoyng tov ILE.N. dpyioav ) dekaetio Tov 50 pe to
voonua tng Pawvviketovovpiag petd tnv avakdivyn and tov Ap Horst Bickel ot n
Srotntikn TopépPacn ddvatatl va odnynost og Bedtioon g npdyvwong [1]. Top ola
avtd, N nEbodog mov emétpeye Pacikd v pappoyr tov ILE.N. avartdybnke to 1959
and 1o Ap. Robert Guthrie xor Mtov Poociopévn ot pétpnon @ovvAaAovivig
YPTCLOTOIDVTAG OTOENPAUEVEG OTAYOVES OULLOTOG EVOTAAAYUEVEG GE E10IKO dONTIKO
yopti (kapta Guthrie) [2]. Bdoel tov napamdve, oty moiteio g Mooayovcétng,
H.ILA. epappdotmie yia mpadt eopd o ILE.N. kot pe 10 1€hog g dekaetiog Tov *60 1
emoyio tov ILEN. fltav 1660 peydAn mov eykovidotnke otnv mAsloymoeio tov
H.ILA..

H emruyia tov ILE.N. and avtéc 11¢ mpdTeEG doKIUEG VIPEE TOGO LEYAAN TTOL
oonynoe oty mpocHnKn vémv evooyevaV HETAROMKOV VOSLAT®V KOl VOCT|LATOV TOV
evOOKPVIKOD cvothuatog. Tn dekaetio Tov *70 mpootédnke oto Lo e€étacn voorpato
o Xvyyeviig YmoBupeoediopdg [3] ko to emdueva 50 ypdvio. moAlamAd voonuoto
npootédnkay ot AMoto tov vd eEétacn voonudatov yo tov ILE.N. [4, 5].

Ta voonuato mov wepAapfPdvovtor 610 VEOYVIKO €AEYXO TPEMEL VO, TANPOVV
oLYKEKPLLEVA KpuThpla, Onwg kabiepmbnke and tov [Maykoouio Opyavicpd Yyeiog to
1968. To 2008 ka1 to 2011 ota apyiKd Kprtiplo TPosTEOMKAY Kot GAAL TTOV OPOPOVGOV
Vv amotelecpatikdTra, Vv eSac@diion ¢ modtntag Kot TNV oSAdYNon TV
TPOYPOUUATOV aviyvevong [6-10].

Kpvrpwo Wilson and Jugner (WHO 1968)

® H aoBéveln mov aviyvevetan mpénet vo mpokalel onpoavtiko tpdPAnpa vyeiog.
o [lpémel va vrdpyet amodekty| Oepomeio oTovg acbeveig pe avayvopion voco.

® Ta péoa ywo ™ ddyvoon kot T Oepameio mpénet va eivar dwbéoipo oTov
TANBvouo.

o [lpémel va vapyet avayvopiciun copuntopatoroyia ite oty apyn g e£EMENG
™G vOooV gite apydtEpO.
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® [lpémetl va vrdpyel KATGAANAN doKIHOGio oviyveELOTG.
¢ H doxacio aviyvevong mpémetl va elvar omodekt amd Tov TANOvcHo.

e Jlpémer n @uown mopeion TG vOGOL UEYPL TNV TANPN EKONAMON NG va. €ival
OPKETA KOATOVONTY).

o [lpémel va vdpyel KON omodoy GYETIKA e TO To10¢ Bempeitor acBevic.

¢ To «O6CTOG MG  avayvopong TV TaHOAOYIKAOV — TEPIMTOGEDV
(ovumeptioppavopévng g owyvoong Kot g Oepomeiag) mpémer va givon
OLKOVOUIKG 100PPOTNUEVO GE OYEOT HE TO OCLUVOAMKE £E000 NG 1ATPIKNG
Oepameiog.

o [lpémel va dSloc@aMIETOL 1 GLVEXELD GTNV OVAYVOPLOT VEOV TEPIMTOGEDYV TNG
vOGOV.

[Tapéio mov To mopomdve kprtnplo O0ev oyeodtdotnkov €0 ywow tov ILE.N.
YPNOCLOTOLOVVTOL OKOUO, LE UEPIKEG TPOTOTOWOELS, TPOKEUEVOL Vo dtkaoAoynoel 1
TPOoGONKN 1 KN CLYKEKPIUEVOY VooUdT®V 611 AMota tov vid e&€tacr voonudtov. To
2018, to American College of Medical Genetics (ACMG) éyetl exdmoel véeg e101KEG
odnyiec-ovotdoelg yio v Tpootnkn 29 Pacik®dv voonudtwv Kot 25 dgvutepeudvimv
om Pacwn Alota tov mpog e&étacn voonudtwv (https://www.hrsa.gov/advisory-
committees/heritable-disorders/rusp/index.html). Xt H.ILLA. og «d&be mohrteio,
TovAdyoTov 26 amd T mopoamdve 54 voonuata eggtalovian pécm tov ILLE.N.. Eivon
EexaBapo 6tt ot HILA. vmp&av 1 katevBuvinplog dvvaun micom ond v eEdmimon
TOV JELPVLUEVOD OLTOV VEOYVIKOD EAEYYOV KOl TOV VEWV TEYVOAOYIDV Kol GE GAAES
xopeg S Evpdnng kot yevikdtepov 0AOKANPOL TOV KOGHOV. Oa TPEMEL VoL TOVIGTEL OTL
aLTA M TAoT £XEL VTOGTEL ONUOVTIKEG KPITIKEG Paciopéveg oto emyeipnua 6Tt o ILE.N.
dgv amotedel omAd po AMota mpog e&étaon voonudtwv, oAld cvumeptlapPaver v
ekmaidgvon, mopakolovOnon, dibyvmon kot dwayeipion [11]. EmmAiéov, to emumhiéov
OKOVOMIKO KOGTOG 7OV amolteitanl TPOKeEWEVOL v vrootnpydel mAnpog avty 1
oTpaTNYIKN €ivanl apketd ywo va oamotpeyel v eméktaon tov [LE.N. cg xdmoieg
TEPMTOGELC.

Ot meplocoTEPEG YMPES TOV KOGUOL TALOV dtafétovv cvuotiuoata IT.E.N. dedopévov ot
akplBdg M Eykapn TPOANYM Ko dwoyeipon (my péow doutnTikng moapEpPacng)
OVVOVTOL VO EACLICTOTTO|GOVV TIG OVETIOVUNTES EMOPAGELS OVTMOV TWV VOOST|ULAT®V Kol
KaTd ovvémelr vo PeAtiwcovv v e£EMEN Kol v mowdtnta (NG tov acBevov.
[Topor’avtd, o apBuds Tov eetacBéviav voonudtov dapépel amd YDdpo GE YOPO.
(Cpaonua 1) ovdroyo pe TIG OIKOVOUOTOMTIKEG GUVONKEG KOL TOV ETUTOAAGUO TOL
Kkabe voonpotog [12-14], aAld vadpyovv mpoomabeieg evapuoviong tov ILEN. oty
Evpomn [15, 16], dwtt otig H.ILA. o éva peydho Pabud ovtd €xel emtevydei.
[Ipdoeatn Piproypagio KOTAOEKVOEL TNV EMEKTAGN TOL SIELPLUEVOL VEOYVIKOD
eréyyov omnv Evpamn [17]. O puébodor aviyvevong avapaduiCovrorl kot Beitidvovton
OlpKOG ®oTte vo  emruyydvetor axpifeld kot toydtTo. otV £KO00T  TOV
amoTEAECUATOV KOODC Kol 6T0 TA00G TV HETAPOMTMOV TOL UTOPOLV Vo eAEYYOOLV
and eldyioto Tunua ¢ kaptog Guthrie [17].
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I'paonpo 1: Katavoun eEetachéviov datapay®dv o€ emAeypéveg yopes ™ Evporaikng meproyng sopemva pe tpdseatn Biioypaeio [17]. H EAAGSa

dlakpiveral pe To KOKKIVO BEAOG.
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Hpoinntikog 'Eleyyoc Neoyvov otny EALGOQ

To EBviko Ilpodypoppo IIpoinmtwkod EAéyyov Neoyvov (E.ILILE.N.)
TpaypaTonoleitol amokAelotikd and to Ivetitovto Yyeiag tov [Moudov (IYII), 6mov ko
eMéyyetar to oOvolo tewv veoyvav g yopos. To EJLILEN. kolvmter 6ho ta
veoyévvnta g EAAGOag, dev mepropiletar pévo otn pETPMON HOG YNUIKNG 0LGToG,
aALG elvar po oAokAnpopévn vampecio mov mepthapuPdvel v emiPePaioon g
aviyvevong, tn Sdyvwon, tn 0epamevTikn AVTILETOMTION Kot a&loAdyNnon ¢ Topeiog
TOV TAGYOVTOG OO0V, cOHPvVa pe to kprnpla ¢ [Hoaykoouag Opydvoong Yyelog
(WHO) xou v éxbeon tg Emuzponng Eumeipoyvoupovov «Newborn screening in
Europe Expert Opinion document, Contract number 2009 62 06 of the Executive
Agency for Health and Consumers» tng Evponaiknc Evoonc. Eniong nepilappdver
YEVETIKN GUUPBOVLAN Kot TV TPOANY.

To mpoypappa apywoe oty yopo pog to 1974 mAotikd vy ™ vOGO
dawvviketovovpio (PKU), couninpobnke otadiakd pe ™ HETPMNOT TG OPACTIKOTI TG
oV evlhpov A@uopoyovion tng 6-pwopopikng YAvkoine (G6PD) [18], tov éleyyo tov
Yvyyevove Yrobvpeoediopod (CH) [19] xar ) voco g Fohaktolopiog (TGAL).
Méypr onuepa €xovv eleyyBet dveo tov 4,300,000 veoyvav yuoo ta eEgtaldpeva
voonuata. [oapor’avtd, mpog to mapdv 1o E.ILILE.N. dev devepyel eEetdoelg tov
SLEVPLUEVOL VEOYVIKOD EAEYYOL, Ol 0moieg KaAdTTOVTAL KOTA £va 060610 25-30% amd
TOV 1O1OTIKO TOUEQL.

Ipoinrtikog 'Eieyyoc Neoyvav pe Xvlegvypévn @acpatopetpio Malaog

To tomio tov ILE.N. dAha&e dpactikd ) dekoetio Tov 90 pe v caymyn g
teyvoloyiag g cvlevyuévng eacuatopetpiog palog [20]. Méypt mpocata, 10 KOGTOG
(OKovopIKO KOl  TEYVOAOYIKO) 1TNG EMEKTAONG TOV  TPOANTTIKOV  OVIYVELTIKOV
TPOYPAUUOTOS VEOYVAV Y10 UETOPOAMKE VOOIUATO NMTOV OTOYOPELTIKO AOY® 1TNG
TEPMAOKOTNTOS TV  EEYOPoTAV  doklumv  (assays) mov Oo émpeme  va
TPOYLOTOTOLOVVTOL Yo KOs voonua Kabdg kot Tov avénpévon aptBpov enavarnyewv
oL HeTaPPEleTon e EMMAEOV KOGTOG Kot EVOYANoN Yo Toug yoveic. Etvon emtaxtikn n
avlykn yw g teyvoroyio mov vo emTpEmEL TN HOLIKY OvViXVELON TOAAOTAMV
VOO LAT®OV LE ATOTEAECLOTIKOTNTA KOl 0KPiPELaL.

H gpappoyn e ovlevyuévne eacuatopetpiog palog apyioe otig HITA oamd to 1995 ko
onpepa amd ta 35 KHpla Kot 26 deVTEPEVOVTA VOGTLLATO, 1| GUVIPITTIKN TAELOYN QLN TOV
omoiwv 43 ehéyyovron pe @ocpoatopetpion pdloc. Avtq m texvoroyior dider
dvvatomta  dlepedivnong MOAA®Y  HETOPOMK®OV  voonudteov pe  pio  otoyova
amoénpopévov aipatog, pe pio epyaoctnplokn avoivon [20-24] ko emrpémer
oUYYpovn oviyvevon TOAD UEYOADTEPOVL EVPOVS UETAPOMK®OV VOOUATOV OO TIG
ovpPatikég pebodovg aviyvevong omd 1o 1d1o delypa kot dgv amorteiton emmpdsbetn
npoetoluacio Tov dstypdtov [2]. EmmAéov, yuo kdmola petafolkd voonuato (mwy
‘EAletyn g apudpoyoviong pecaiog aivcidog akvAo-CoA (MCAD)), n teyvoroyia
ovlevypnévng pacpatopetpiog palag amotelel T Lovadkn HEB0d0 aviyvevong tng.
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H teyvoroyia Xvlevypévng @acuatopetpioc Malog mpocpépet :

1) YynAdtepn evarcOnoio (sensitivity), o&omiotioo (reliability) ko edwodtnta
(specificity) otmv aviyvevon pHeTOPOMKOV VOONUATOV GULYKPITIKG UE TIC
ocvpPotikég pebddovg aviyvevong HE OMOTEAEGHO TN UEIMON TOV YELdMG
fetikdv derypdrov (false positives) kabdg kot Tov aptfuod ToV EXAVOANTTIKGOV
detypdrwv.

2) YynAn eveMéio pe evpvtato gdopa aviyvevong uéxpt kKot 50 SopopeTikdv
petoforrtv  (amd tovg omoiovg yiveror SPopPkn Sdyvmorn TANOmpog
UETOPOAKOV VOOUAT®V) OV OYETILOVTOL PE avOUOALEG 6TO PETAPOAKO KOKAO
TOV OUVOEEWV, OPYOVIK®V 0EEMV KOl MITOPdV 0EEWV.

3) YynAn amodotikdtnto pe duvatdmrta enelepyaciog TOAATADY SEIYUATOV ava
nuépo.

Kprmpwe Emioynic Néwv Noonpdtov otov Ilpoinatiké 'Eleyyo
Neoyvav pe Xolevypévn @aocpatopetpio Malog

A) To 2001, mo emrpomy omotehoduevn amd to Health resources and Services
Administration (HRSA) poli pe to American College of Medical Genetics (ACMG)
e&étace 84 vmoymela voonpota Kot yo tpmtn eopd 1o 2006 mapovsioce pa apyikn
npotewvopevn Alota yua évav eviaio IT.E.N. (Recommended Uniform Screening Panel,
R.U.S.P.) otic H.ILA. [25]. H mo mpdopatn ékdoon tov mepthauPaver 35 Pooikd
voonuata kot 26 dgvtepebovia, 6e GUVOAO 61 VOOTUATOV TOL TPOTEIVOVTOL TPOG
vioBémon yw tov [ILE.N..

Ta 7o Pocikd KpITplol TOL ¥PNGYLOTOIOVVTOL Yo TN OIKAOAOYNGT TOV SEVPVUEVOL
IT.E.N. givat [26] :

1) H vdoog va eivar aviyvedoun Katé Tn VEOYVIKN NAIKIO Kot TPV TV EUOAVIOT|
KAVIKOV GUUTTOUATOV,

2) Na vrapyet dSabéoun Oepomevtikny Topsufoon,
3) No vapyet amhn, okpiPng Kot OIKOVOULKT SOKIUT avixvevons g vooov.

O opyavicpog National Academy of Clinical Biochemistry (NACB) mpoteiver ) ypnon
GLYKEKPLUEVOL  GLOGTHHOTOS  PobHordynong mov  ovtavakAd Ty  mowdtnto NG
EMOTNOVIKNG TEKUNPpimoNg Yo TNV vrootpién g cvotaong [26] :

A Ioyvpn ovotaon, B: Zootaon, C: Apvntikn cdotaon, D: Aev vidpyet cuvaiveon
Eniong, o NACB Boabuoroyel kot v mowdto TV S0OECIUOV  ETICTNHOVIKOV

dedoUéveV :

I: Toyvpd dedopéva doov apopd to anotéheoua vyeiog (health outcome) and a&idomoteg
Kot KOAQ TEKUNPLOUEVEG LEAETEG GE AVTUTPOCOTEVTIKOVS TANBVGLLOVG,

I1: Avvatar va dwomiotmBel oyéon outiag-aitioTov OGOV aPopd T0 AMOTEAEGHO VYElOg
and to owbéoa dedopéva, aArd n aglomiotio TV dedopévav meplopileton amd TO
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ANn00g, TNV TOLOTNTA 1/KOL GUVETELD TOV EMUEPOVS UEAETMV, YEVIKELGIUOTNTO GTNV
TPOKTIKN POVTIVAG, 1 EUUEST PVOT TV OEOOUEVMV.

TOV OTOOEIKTIKOV GTOLYEI®V.

Il: To dedopéva dev ETOPKOVY TPOKEUEVOL Vo dlamioTmbel omoladnmote emidpacn ota
amoteléoparta vyeiag.

Y1ovg mivakeg 1, 3 ko 5 wapovoraletar o€ otiin 1 svotacn tTov NACB kot 6Aa Ta
gmAgypéva Voo pate cvotivovrol Yo tpocdnkn otov ILE.N..

B) IIpoceatn Biprioypoapio katadeucviel, Bacel evOg cLYKEKPIUEVOD 0AYOPLOLOL TOV
Baciletan oe o dwdwkoasio 3 Pnpdtov pe Babuordynon (0-13, 13: vynin avaykn
npocOning otov ILE.N., 0: yaunAn oavaykn mpooOnkng otov ILE.N.) (Awtopoyn,
Neoyvikdog ‘Edeyyog, Oepomeio/Tlapéupacn) [27], v avaykn zmpocbnikng
OLYKEKPIUEVMV VOST|UAT®V 0o TV opytkn Aota tov 84 voonudtov [25].

Ta emdeypéva voonpote ocvetivovror ywo npocsOnkn otov ILE.N. é&lapav
PaOpoioyio amd 12.5-8, facer Tov TG omoing Kpivovron amapaitnTn 1 TPocsOKN
Tovg otov ILE.N. kou o avarvtikd @aivovral otovg wivakes 1, 3 ko 5.

I') H nepumhokdTTa Ko olkovoutks| emBépuvon Vmopéng EexopioTdv SoKiudv
(assays) ya ke voonua £xet edayrotomombel Adyw g vmopéng TS PAGHOTOUETPIOG
pnalag, n omoia eivar o teyvikn multiplex wou emitpémer ™ palikh oviyvevon
TOALOTADV VOOUATOV HE amoTeAecpotikKOTTo Kot akpifeia. Ondte n €vvola G
pocsOnKng N apaipeons voonuatomv oAAdlel oe peydio Pabuo epdGov 1 CLYKEKPIEVN
TEXVIKN EMTPEMEL UE EMAYIOTO KOOTOG TNV AVIYVELGN VOOUAT®OV HE GYETIKN YOUNAN
oLYVOTNTA OAAG KOl KOOIOTA OVOTOQEVLKTY TNV OVIYVELGT TOAADV JELTEPELOVIMV
VOGO LATMV.

AVTO TpoKTIKA oNUoivel OTL HE KATAAANAN TPOCAPLOYY] TOV (PLUGLOAOYIKOV Opimv
(vevddg Beticd) TO KOGTOG OVIXVELONG VOONUATOV HE YOUNAN ocvyvotnTa €ivon
TPOKTIKA aveEdptnTo TG cLYVOTNTOS AVTOV TV voonudtov. To 1810 woydel kot Yo Ta
OgVTEPEVOVTO VOO |LOTOL, TO. OTO10 OVIYVELOVTOL UECH TV 1010V HETAROMTOV HE TO
TPOTEVOVTA, OOTE 1 TPpocHnkmn tovg otov [LE.N. amotehel £va emmAéov TAEOVEKTN AL

‘O)ro To emigypéva voonpato. akorovdovv ta kprtipra Tov Wilson and Jugner ko
egmopévag cvotivovtot Yo tpocsdnkn otov ILE.N..

A) Koatapyag, n devpvvon tov EILILEN. givor nowr vroypémon evog Ebvikov
Yvotiuatog Yyelag kaBmg mpog to moapdv mpoteivetanr ko epopuoletar oe peydlo
Babuod ota veoyva yevviodvtarl ota potevtipla Tov [diwtikov Gopéa povo, pe cuvemeLn
Vo oTePEiTAL TIC TOPATAV® VINPESiES Eva peyaio tunpo tov EAAnvikod mAnbucpov mtov
Ce1vmd cVVONKEG OTKOVOUIKNG dSuoTPOYing.
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Ymhpyovv TOAAL GTOLXElDL TOL GLVNYOPOVV VTEP TNG OELPLVVONG TNG VPLOTAUEVNG
TOPOYNS TPOCVUTTOUATIKOD EAEYYOL VEOYVMV MOTE VO CUUTEPIAAPEL TOV EAEYYXO Yo
éva, evpuTEPO PAcUA KANPOVOUIKOV HeTABoMK®OV Katootdoewv oty EAAdoa. H
gpyootnplokn Kot KAwvikn opdda tov ILE.N. Bdoel tov mapandve odid AapBdavovtog
KUPIOG TOVG TTOPAKAT®O KPIoHOVS AOYovs, emMEAEEE TOL VOGTIUOTO TOV KOTOYPAPOVTOL
GTOVG TOPOKATO TVAKES:

e  Awyvooipa pécm tov ILE.N.

e H dmopén AMlyov yeudmg BeTIKOV/MTIOV Lope®V

o  Koin eumepia tov éunepov wtpov tov LY.I1. ota cuykekpyuéva voonuato

o  Koain éxBaon kot vmapén Beponcio/copntopatikng Ttopéppoocng

o  Koln mpdyvmon pe £ykaipn ddyvmon

e O ovvolMkOc emmolacudg avd ouddo dwrtapoy®v (my apvoteonddeleg,
dTapayEg opyavikadv o&émv, dratapayés g B-oEeldwong Mmapmdv 0EEwmV)

Ta emAeypéva voonuata meptrappdvovror ota [poypdupata Atevpopévov Neoyvikod
EAéyyov moldv Evponaikdv kpatodv (MMivakeg 1, 3 kau 5) [17]. Emutdéov, dedopévou
™G €LVPUTOTNG MHETOVACTELONG TO TEAELTOdD YpOVie Ko Tng mapatnpndeicag
ONUOYPAPIKNG  TANOBvoUOKNG  aAAOYNG amorteiton 1 deEaymyn  TAOTIKOV
npoyphupotoc oe ol gupeion Pacer  voonudtov mwpotod  kotaAnEovpe  Pacet
GLYKEKPLUEVOV KPLTNPLOV HETE TO TEPAG TOV TAOTIKOV TPOYPALLLATOS GE GUYKEKPIUEVAL
VOGN LOLTAL.

210 voonuota mov éyovpe okond va mepihdfoopue oto EILILE.N. eipoaocte oe 0éon
omv EAMGOa va yvopilovpe opketd ywoo Vv amotelecpoatikomnta ¢ Oepomeiog
(évopén ed1KNg S1TPOPNG KO PAPUAK®V) G OYECT HE TN KAMVIKN Topeia Tov acevn,
KUPIOG GTOVG EVOIAUECOVS POVOTOTTOVS TNG VOGOL, 1 OToiol oV EQOPUOCTEL £yKaipa
OOvVOTOL VO OVOGTEIAEL TN GLUYVI EUPAVIOT EMEIGOOIMV UETOPOAIKTG AmOd0pYdveoNS
KOl KOTG CUVETEW TIC ETOVEANUUEVEG EG0YMYEG OTO VOGOKOUEID TOV TOPOTAV®
acevav , yeYovog Tov ®@eAel otkovopKd Kot o Anpocto Zootua Yyesiog.

H 1oy0¢ tov debvav otoryeiov vroompiler v dmoyrn Ot pia dtevpopévn "déoun”
nadnoeov (my apvoéeondfeleg, SloTapayEs opyaviKOV 0EEMV Ka) Eival o OtKovVopKd
amodo0TIKY] amd Tov TEPLoPopd Tov e€etdoewv oe pio povo N 0vo e&etdoels, Ommg
ovpPaiver onpepa. Avti n duvatdmra dideTon pe T xpromn g TeXvoroyiag multiplex
eacpatopetpiog palag.

Méow G epoppoyng &vog mAoTkod mpoypdupatoc Ba  diepevvnbovv ko Ha
nocotikomoBobv o1 ‘emumtdoelg’ G TPOcHetng epyaciog o€ EPYNOTNPLOKEG,
€EEIOIKEVIEVEG KOl YEVIKEC VINPEGIEC TOOTPIKNG Ko TPpToPddag mepiBaiyng mov
Ba Tpoxvyouvy pécw g dtevpuvong tov EILILE.N..

JUYKEKPIUEVO, T EQPAPUOYN] TOV TIAOTIKOV TPOYPAUUATOS dtevpupévov NeoyvikoD
EXéyyov Ba pog emrpéyetl va eEgtdoovpe ta €ENG:

Emonuoioyia: (yevvnoewg): Ta Oiebvn otoyeio deiyvouv 6Tt kéBe mhOnom elvan
pepovopévo oravie. (yevwnoelg 1 otig 100.000 éoc 1 otig 1.000.000). Qotdoo,
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opiopéveg umopet va etvar va gtvon mo ovyvég otnv EAAGda. Adym g omavidtntog Tmv
dwtapoay®mv, oev  avauéveror OTL e TAOTIKN  UeEAET Ba moapéyxel  1oYLPEG
EMONUIOAOYIKES TANPOPOPIES, 0ALA Bo pmopovoe va amoteAéoeL T PAon Yoo GLAAOYN
TANPOEOPLOYV, OTwG N NAkio Kotd T ddyvmon, to eOUA0, N €Bvik) Kataywyn TV
YOVE®V, TO 1GTOPIKO GUYYEVELNG, KOL OIKOYEVEIOKO 1GTOPIKO Y10 TIG TEPUTTAOCELS TOL
aviyvevovtol Olayveootikd kot KAwvikG.  EmumAéov, Oedopévov G gupuTaTng
petavdotevong To  tEAgvtaio  ypdvio Kot NG mopatnpndeicog  OMUOYPOPIKNG
TANOLGOKNG OAAOYNG O OVOUEVOUEVOS EMTOAAGHOG dvvaTor vo €xel aAAGEEL Kot
EMOUEVOG amouteiTan dtiepehivnon.

Kavikn eykvpotnra: H eacpatopetrpio paloc og e&étaon dwhoyng €xel vynin
€0KOTNTO Ko gvooOnoia. Qotdco, ot Oebveic peréteg dev pUmopovv va dMGOVV
0poTIKEG GUUPOVAES Yo TOV TPOTO Asttovpyiog. Ot BEATIOTEG EMOOTELS TNG TEXVIKNG O
emtevyBel amd 10 KAOTOTE EPYOCTNPIO KAOMS KOt 1) OVOAVTIKY] KOl KAIVIKT £YKUPOTNTO
HE TN XPNON TLTOTOMUEVAOV SlodIKAcIOV, 10img Yoo va peytotonombetl 1 dokipacio
gvowoOncio ™G  JOKIUNG, EAOYIOTOTMOLOVTOG TOPAAANAO  To  WYeudds OeTikd
amoteléopata. [a kabe mhOnon avtd Oa mpénel va KOTaANyEL GE OloypapLLaTe. Pong
OV Vo, SElYVOLV, OPYIKES OTOKOTES- OTOKOTES Y10 TUYOV EMAVOANTTIKEG EEETAGELG/M Y10
eneiyovoa agloldoynon (avaroya pe Ty mdOnNom)- 0pLo OTOKOMNG Y10 TEPALTEP® OUTN O
detypatoAnyiog kol ovOANYn TEPAUITEP® OLYVOOTIKEG OMOKOMEG KOl OVOLEVOLEVT|
"pon" TOV VEOYVOV BPEQOV HEGH TOV SLOPOP®Y KAAS®MY TOV VOGOKOUEIOV.

Kl gpnowpotnta: Av kot 1 BifAoypagio mapéyel vmokeipeva ototyeio yioo tTnv
KAMVIKN PNOUOTNTA OO TNV Aoy TG LEWOUEVS Bvynoindtntog Kot voonpdtnTog oTo
veoyva kat apydtepa ot (on, Ba Tpémel va va dtacpariicovpe 6TL avTtd eivor EQIKTO Kot
omv mpdén. H devpuvon tov TLE.N. givon pio e§apetikn a@opun yuoo Ty emionun
KATOYPOQ| TEPIOCTATIKAV TOV OVIYVELOVTUL LLE TOV VEOYVIKO €AeYY0 Kot TNV dnpovpyio
pntpoov (pe Vv emeOAaEn ™G KotdAANAng ovykatdBfeong) Kabdg kot TNV
napokolovdnor| tovg. H dibyvoon Ba mpémel va KatoypaQeTol (e AETTOUEPELES YO TIG
VTOKEINEVEG YEVETIKES KOl Proymukés avopoiies Kot To KAMVIKG yopoktnplotikd. H
Pd0d0¢ Tov 060evoVg Ba Tpéme va TapakoAovOEiTal e AETTOUEPEIEG TNG TAPEYOUEVTS
Oepameioc, «évipo  Oepameiog Ko  mEpypaen G KAMVIKNG  mpodOov
ocovuneptAapfoavopuévav Tov o&Emv KpIcE®mV Kol TOV OTOTEAECUATOV OGOV apopd TN
VOO POTNTO KO TNV Vo pia.

MOavy PBraPN amd yevddg Oetikd omoteréopara: H Vmapin wevddg Oetikmdv
detypdtov dvvatal vo TpoKaAécel yovikd otpeg. H mlotikr| pedémn Ba diepevvnoet ta
YeLdMg BeTikd amoteAéGLOTA 0vE vOSTLOL KOl T Sadpopn| TOVG Omd TO apykd GTAd0
€C TNV TEMKN apvNTIKN Sdyveon. Xtdyog €ival o) 1 €A0YICTOTOINGT TOL YOVIKOU
Gyxoug LE TN COOTOTEPT KOl TANPECSTEPT] EVNUEPMONG TOVS KATA TNV HUETOYEVVNTIKY
mePi0d0, KOOGS KoL Le TNV TapoyN LIOSTNPIENG G TEPITT®OT OeTIK0D OMOTEAEGLOTOG,

MBavi] PLGPN amté TV VTEpOLayVOON (ONAadn] TN dtdyvmon TS TaON oS o€ dTopa
mov 0o ow@opeTIKG ogv Oa giyav avamnTvéel KMvikd copntopata): H mrotiknm
perétn o pog dmcel T SVVATOTNO VO KOTOVONCOVUE TTEPALTEP® TNV Taldoroyio Kot
KAvikn a&toddynon tov e£etacféviav VOoUATOV Kot TNV £0poimon KAToG HOPPS
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e0mTEPIKNG a&loAdYNoNg Yo va emPBePordoetl v 1 Bepameio NTav amOAHTOS ovoryKaio
v KaOe TepinTmON KO VoL Kataypopohv 0t AOYol 1oL 00N yNooV G€ aLTO.

Owovopkn avaivon: H mlotikn perétn ypetdletal vo TOGOTIKOTOMGEL T0 TPdsheTo
KOGTOC MOV OmOLTEITAL Y100 TNV EMEKTACY TOL TPOYPAUUATOS OlHAOYNG (DOTE VL
CLUTEPIAGPEL TO VEQ VOGTILOTO Kot OGOV apopd TNV apyikn oviyvevon kot emiPefaicnon
TOV VOONUOTOG. MEGm TG TAOTIKNG HeAETNG Bal YivEL avOAVGT KOGTOVG-OOEAELOG Y10l
KGBe voonua dote vo TPoodoplotel N oeEleln datnpnong kKAbe VOGNHOTOS GTO
E.ILIT.E.N..

Awleoypnotnta  eEedkevpévne  mepiBaiyng: Oo  VITAPEOLV  EMUTTOGEI  OTIG
eEel0kevVEVEG VIMpPEDieg OV  amouTovVTOL Yoo Vo avaAdfovv TV amoapaitntn
olyvoon, kKMvikn a&loddynon kot mopokoAovOnorn twv acbevov mov gviomilovron
péco tov EILILE.N.. H motikr perémn Oa katoypdyel yio mpdtn @opd kot Oa
a&loroynoet ) dayeipion avtdv TV aclevov oto cvotnua Yyeiag.

KoatevOovmypreg ypoppég kot Ogpomentikd npmtokorira: To mAotikd Tpoypappo Oo
TPENEL VO, OONYNOEL GE 0L GEPE KOTELOLVTHPLOV YPUUUDV YO TV EPYOCTNPLOKY KoL
KAvikn a&loddynon tov Betikdv oy eE€tacn achevav kat yio Tnv KAVIKY| dtayeipion
Kot TV mopokorovinon tov acBevov, 6mov eivor dvvatdv, avdioyo LE TO apyLKO
YEVETIKO, Proymuko kot KMviko mpoi.

Evpitepa o9éin ko praPec: H miotikn pekétm Ba mpémel va mapéyel ototryeia yio to
eupuTEPA 0QEAN Katl PAGPec, cvumepthapfavouévov eKEtvOV yia Tovg yovelg Kot v
€VPVUTEPT] OIKOYEVELN TOV TEPITTMOCEWDY, TOV YEVIMG OETIKAOV Kol TIG OIKOYEVEIEG TOVG,
TIG VN PEGIEG VYELOG, TOVG EPELYNTEG Ko TNV Kowvavia yevikotepa. Omov givar duvatov,
N TAOTIKO TTpoOypoppa Ba mpémel vo ovoamTtuéel Kot Vo ONUOGIEVCEL EMLYEIPNCLUKE
TPOTOKOAAO KOl TOPOVS OV Ol PLeYIGTOTOI0UV TO OPEAOG KO EAUYLGTOTOOVV TN Cnuia.

Awygipion, Tapakorovdnon ko KaBopiopdg TPoTHTOV SAGPIMONS TOLOTNTOG!
‘Eva Aemtopepéc oyédlo, mépor yi Tn Oloyeipion Kot TV TopaKoAoLONon Tov
TPOYPAULOTOS Kot £vOL GOVOLO TPOTOHTTOV StacPaiong moldtnrtag Ba mpénet va givor 6To
TA0{G10 £VOG TAOTIKOD TPOYPALULOTOS.

Me Bbon OAo TO TOPATAVE® Kol TNV OMPEG TOL GULGTNUATOS GLIEVYUEVNG
eacpatopetpiog palog mpog v AevBvvon Ilpoinmtucod EAéyyov Neoyvav tov
Ivotitovtov Yyelag tov [Modwov and to Topvpa «Etavpog Nidpyog» mpoteiveton M
TAOTIKN EQAPUOYT Y10 TOV EAEYYO 29 voonudTmv.

O motikog éleyyoc Ba mepthopfdver 14 datopayéc 6Tov HeETAPOMGHO TV apvoEEmv
Kot tov kvkAov g ovpiog (IMivakag 1 kav 2), 6 datapoyés opyovikdv o&Ewmv
(IMivaxog 3 ko 4) kot 9 dwropoyés P-o&eidmong tov Mrapdv o&émv (ITivakag 5 ko
6), kabmdg kot v Kvotwkn Tveoon. Ta voonuata Xvyyevig YmoBvpeoediopog,
INoAaktoloupia ko n Avendpkeia tov GO6PD Oa mapapeivouv wg Exet.

[Tpoxerton yia éva TAOTIKO TPHYpappo S1dpKeld 2 xpOV®V TOV KATA TNV EPAPLOYT TOV
EMOEYETAL AVATPOCAPLOYNG LE TN IOV apaipesT VOO UATOV.

To devpopévo E.ILILE.N. Aowtdv mpoteivetan va meprapfdvel cuvoikd 33 voonpota.
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To K6610¢ aPopd TV ayopd avtidpacTnpiov Kabhg o eEonMopndc Tpocpipdnke amd 10
Tdpopa «Ztavpog Nuapyoo» kot 1 epyacio deknepaimong Ba mpaypatoromdei and 10
VILAPYOV TPOoOTIKO TG AtevBvvong.

IMivaxag 1: TIpoAnntikog Edeyyog, emPBePormticéc SOKIUES KOl EVPMLATO Y10 TIC OLOTOPOLYES
TOV aUVOEEMV Kot TOV KOKAOL NG ovupiag aviyveboviol HEG® GVIEVYUEVIG POCLLOTOUETPIOG
puélog. # apBpdg xywpwv oTig 0moieg To VOGO OTOTEAEL LEPOG TOV VEOYVIKOV eAEYyov, PAA,
apwvo&éa mhaopatog; UAA, apwvoééa ovpav; UOA, opyavikd o&Ea ovpmv.

Mivaxag 2: [Ipoinntikdg ‘Eleyyoc, emmolacuds, yevetiky] BAAPN Kot kKAvikd suprpoto yio
TIG STOPAYES TOV AUIVOEEDV KO TOL KUKAOL TNG ovpiog.

IMivaxag 3: Tlpoinmtcog ‘Eleyyog, emPefoimtikég OOKIUES KOl EVPTLOATO YOl TIC OPYOVIKEG
ovovpieg OTmG aviyveboviar p€ocw cvlevypévng eacuotopeTpiog palas. # aplBuodg yopwv
OTIG Omoieg To VOO amoTEAEl HEPOG TOVL VEOYVIKOU eAéyyov, PAA, apvo&éo mAdopotog;
UAA, auwvoéa ovpmv; UOA, opyavikd o&éa o0pmv.

IMivaxag 4: [Mpoinntikdg Edeyyoc, emmolacuds, yevetikn PAGPN kot kKMviKa guprjpotao yo
TIG OPYOVIKES 0EVOVPIES.

MMivaxkag 5 : [Mpoinmtikog ‘EAeyyog, emPefaiodtinég dOKIUES KoL EVPALOTA Y10 TIC
dwatapayéc e B-o&eldmwong TV Mmopdv 0EEMV Kol LETAPOPAS TNG KOPVITIVIG OTTMG
aviyvevovtal péow ovlevypévng eacpatopetpiog paloc. # aplBudg yopov oTig
omoieg 1o voonuo oamoterel HEPOC TOL veoyvikoD eAéyyov, PAA, auwvo&éa
nidopatog, UAA, apwvoééa ovpawv; UOA, opyavikd o&éa ovpmv.

IMivaxkag 6 : IIpoAnmtucog Eleyyog, emmolacpog, yevetikn PAAPN kot kAwvikd
gupnuata Yo Tig dtotapayss e P-oEeldmwong tov Mmapdv 0EEMV Kol LETOPOPAS
g Kopvitivige.

# apOuOC Ywp®V OTIG 0TTOIES TO VOO OTTOTEAEL LEPOG TOV VEOYVIKOD gAEYYOL [17]
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Mivaxog 1

Baowd Noonpa

Apywwvoniektpikn o&vovpia
1 (Avemdpkew g Avdong tov Apywivo-
niektpcod O&Eoc)

Kupoviwapio, THmov I (Avendpreio
2 g Xvvhdong tov Apyvivo-niekTpicon
0&og)

No660g g 06 0GUNG OVPOV GPEVD OV
(Avemdprea ToV ZVUTAOKOV TG
Agvdpoyovaong tov a-Keto&wv

Awokhadiopévng AAGov)

Onoxvotvovpio (Averdpkela g -

4 XvvBdong g Kvotabeiovng)

Kiaoown Patvuiketovovpio
5 (Averapketa TG Ydpo&odong g
Darvvraravivng)
Tvpoowarpia, TOmov I (Avendpketa tng
6 Ydpohrdong tov PovpdpLAO-0KETOEKOD

0O&og)
7 Apywwvarpio (Averdprew g
Apywiéong)
8 Kutpoviwvaonpio, Tomov 11
9 Yrepuebetovivarpio

10 Koronong Yrepawvioiovivaio

Avopario 6ty AvokvkAmon Tov

1 Yvunapdayovta e Blontepivng BH4

Avopalrio otn Blocvvbeon tov

12 Svunopdyovto s Biontepivng BH4

Tvpoowapio, TOmov Il (Avendprela

13 ¢ Tpavoapvdong g Tvpoacivig)

14 Tvpocwauio, Tomov 111

Emmolaopog

1:70,000

1:250,000

1:135,000

1:150,000
1:10,000
1:100,000

1:300,000-1,000,000
1:17,000-100,000

1:100,000

1:100,000

1:100,000

1:100,000

1:250,000

1:100,000

FeveTucn
prapn

ASL (7q11.21)

ASS1 (9934.11)

BCKDHA (19913.2);
BCKDHB (6q14.2);
DBT (1p21.2);
DLD (7g31.1)

CBS (21422.3)
PAH (12023.2)
FAH (15025.1)

ASL (7q11.21)

SLC25A13 (7q21.3)
MATI/III (10g23.1);
GNMT (6p21.1);
AHCY (20q11.22)

PAH (12923.2)

GCHL (14922.2);
PTS (11023.1);
PCBD1 (10g22.1);
QDPR (4q15.32)
GCHL (14922.2);
PTS (11923.1);
PCBD1 (10g22.1);
QDPR (4915.32)

TAT (16422.2)

HPD (12q24.31)

#

[17]

10

12

N

1

16

11

12

44

44

44

ACMG
code

ASA

CIT

MSUD

HCY

PKU

TYR-I

ARG
CITll

MET

H-PHE

BIOPT (REG)

BIOPT (BS)

TYR-II

TYR-III

NACB
code
[26]

B-II

B-Il

A-IT

B-1I

A-1

A-IT

B-1I
B-1I

B-II

A-l

A-l

B-II

B-II

Score
(0-13)
[27]

10

115

9,5

10

AAA: 9AT74650YO-TWX

Xon
AgikTeg pnclprag 11
avoroyieg
1Cit Cit/Arg
1Cit Cit/Arg

Val/Phe, (lle+Leu)/Phe,

.
TVal, tlletLeu (lle+Leu)/Ala

TMet Met/Phe
1Phe 1Phe/Tyr
1Tyr, 1SUAC Tyr/Cit
TArg
Cit Cit/Arg
Met Met/Phe
1Phe 1Phe/Tyr
1Phe 1Phe/Tyr
1Phe 1Phe/Tyr
1Tyr Tyr/Cit
1 Tyr Tyr/Cit
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Boaowo6 Néonpo Kiwvikd Zopntoporto Oepomeio poyvoon
Zuviifog ta coprtdpaTo EEKVOUV TIg TpMdTEG NHEPES (Mg, oldnpa "Eykaipn d1dyvoon kot Bepaneio dOvaton va eivar cotipa; 1

Apywwoniektpikiy o&vovpia gykeparov AMoyw NH3, kopa, avendpre tpooinymg Bapovg, Oepaneio cuvictatot otn opnymon diotog yopniig Towcidket kot e€aptdron amd v éykoipn didyvoon;

1 (Avemdpkewr g Avdong tov Apywivo-  ABapyog, ataio, olddNg Tpydppnén, noéviun vevporoykn AP, TMEPLEKTIKOTNTAG GE TPMTEIVEG, ATOPLYT VIGTELNG, OTOPVYT EMELGOO 10 VIEPAUUDVIVOLLLOG KO OVOTTUEKT
niektpikod O&oq) KWN TG TpoAHoTe, TPOBAILUOTO GUUTEPIPOPAS KAl KATOEG POPESG, CLGCMPEVONG AUUOVIOG, SLOLTNTIKG CLUTANPAOUOTO KOL GE KOTOLEG Kkabvotépnon
Oavatog TEPMTAOCELS LETAUOCYEVOT NTATOG
Klrpouk}vmuia, Tomov ’l (AVSK(ipKSla’ Ta cvu'mdauortm éstavm’)v ™m \{SOWlKﬁ n’spi050 M a’pyérsparkard ™m Ms éym'lpn 61civacnv1 Ko Gspansria, PLGLOLOYIKN ixvdnwén; . o raon 2ot o ey e e

2 g Zvvbdaong Tov Apywivo-nkektpkov  PBpepikn nhikio; kpicels, avendprela mpocinymg Papovs, Aybopyog,  yoprynon dicutag xaunAig TEPIEKTIKOTNTOG GE TPMTEIVES, AMOPLYN

YoBapt} avoantulokn VoTé givou cuvnOiouév
O&og) atagio, Kntikd TpoPAnuata, Kopa, eykepaikn BAGPN kot Odvatog GLGCMOPEVONG AUUMVIONG, IUTNTIKG GLUTANPMHOTO Papi oG votépnon A

IMowiiket ko e&aptdror amd v Eykaipn didyvoon;

EMelyer Oepomeiag to veoyva dev emPidvovy wépa

N6 . L 56 , , ;o .
0006 06 G0 OGG OLPV SHEVOGHOL Xopfiynon diotog yoauniig TEPEKTIKOTNTAG GE QUGIKY TPWTEIVY, TOV TPAOTOL Ve, KaAH TPOYVOGT Ge dyKaipn

(Avemapkelo Tov ZVUTAOKOL TNG Averdprelo TpocAnymg Papovg, TpoodevTikn vevporoyikn PrAPN, , , . . . . . . . .
3 AQUBpoyOVeoNS ToV 0-KeTokim K0, Kpicelc TAGVO znslyorucag ;vnpm:wmc'ng, nt@}xvn xopw}yncn GU!,LT[}»I’]p(D}L(X‘EOg 5[(1‘{\/(1)’(51’[ Ko ngpomsux, 'Ztov K?;m(s}l(o (pm}/on)no
Ahadioive Akboov) s1opivng. 11 VEOYVIKI] HOP@T|, HETALOGYEVGY HTATOG qupa 1EYVOGOUEVOL u(? eveig @wa
AVOTTHGCOVV VEVPOYDYLATPIKE CUUTTMOUATO TNV
evilko (o1, ADHD, ayyddeg dotapoyés.
Opokvotvovpia (Avemdpkeia g B- Tvevpatiky voTépnon, TPOPALATE TOV 0QBOALOD, CkeAeTIKEG VHDP150§WVT] (B@qu B6) s Bl12, xot}u]?»a enineda us(—)?lovwng, Ko TpéYvLON OF TEPITGCEL ucesymv mov
4 , A . , X Slonta pe copumAnpope Kuotivng Kot Petaivng v acheveic mov dev  avtamokpivovtot oe Bepaneio pe B6, evd moucidhel
ZvvBdong g Kuetabetdvng) avopohiss, OpouPwon kot eykeQaAko , i 3 ,
avtomokpivovtal 6T xopnynon mupdoivng GTOVG VTOAOUTOVG
Khaoown Paivuiiketovovpio , . . , . . . , . , . . . , . ,
| i PoyokvnTIKN VOTEPNOT, AVTIGHOG, VIEPI PAGTHPIO. GUUTEPIPOPT, Xopiynon diattag yopmAng TePIEKTIKOTNTAG GE PUGIKY TPOTEIVY, Avantoén oxedov QUGIOAOYIKY, TOAD KON
5 (Avendpreta g Yopo&urdong g . , . . .
KPIGELS, TPOPALOTO CLUTEPIPOPHG cuumAnpopoe BH4 TPOYVOGT

Dawvvraravivng)

Topootousio, Tomov I (AverdpKeia mg Doppakevtiky ayoy (NTBC avactéilet ) do&uyevaon tov 4 Kok pe Eykapn mpdyvoon; Avénuévn nibavotnta

6 Y8poAdong tov Povpdpuro-akeTto&icon Hrotikn Kot veppikn Svcxstrovpyi'a, vevpikn PAAPN, pwGPopoTEVIKY Uﬁpéévttpaivu?\n nnpom'a(pu}»mo() ), @pﬁ«mm} Slorag xa;m’Mﬁg Yo T]?[O.‘[OKD’[’[CL’[)IK(V) KapKi\{mpa, q)appa?(snr'ucﬁ
Ococ) payitido TMEPIEKTIKOTNTAG GE TVPOGIVY KAl PLOIKN TPOTEIVY, GupmTAnpdpote  oyoyh Tpodaufdvel nrotch Kot veppuch AP,
£05 patvvroAaviving mhavi TPOOSEVTIKY VONTIKY VGTEPNON VIO Ay

Evéantn ovpnepipopd, mtmyn avantudn, avopedia, euetoc,

Apywwvarpio (Averapreto g TlowidAet; eme166810 vVIEEPOPPOVIVOLRTOG Kot

7 Apyvéionc) TPOOJEVTIKY mT(mnKn rsrpan)mm, Kptcf&g, kafootépnon Xopfiynon diotag YoUNANG TEPLEKTIKOTNTAS GE PLGIKN TPMTEIVN avomTvELEg VoTEpTONG
avamTLENG, TVELLOTIKY VOTEPTON
Neoyvikn evdonmotiki yoAéotaon, iktepog, Maddeg Nmap, cOyyvon,  Metopdoyevon fimatog oty oy popen tg; xopriynon dioutag  IowidAet kou e€aptdrat omd v Eykaipn Sibyvoon;
8 Kurpoviwoupie, Tomov IT OmOAEWL PVIAING, [T PLCIOAOYIKT GUUTEPLPOPE (emibeTikdTNTOL, FOUNAAG TEPIEKTIKOTNTOG GEPVGIKT TPOTEIVY, YOPTyNOoN 0pyvivig H veoyviki popon €xet ko mpdyvoon, eved 1
VIEPS PUCTNPLYL GUUTEPLPOPE), KPIGELG, KOO dvvaton va fondicet ot Pedtioon Tov cupntopdTOY Oyun HopeT KataAnyeL e Hdvato
. Zoyvd yopic copuntopata; Kamoeg popég mvevpatikn votépnon kot Xop1ymon diontog yepmiig TepekTIKOTNTOG 68 GUOIKT TPOTEVY,  Zvvinbog kakondng; Kdamoteg popéc avamntvéiokn
9 Yrepuebetovivouptio . . . . . .
GAho vevporoyucd TpoBAn oo copmApopo B6 Kat yvootlokn kadvotépnon
10 Karoning Yrepowvioravivorio Avantv&lokés dwatapoyés, EKCepa Kot EHeTog ey USRS TR REPLSKHKOWWQ OF Lot TpoTEWT, Zyedov puoloroykn avamTvuén
cvopumAnpopo BH4
| . Avanto&lokn votépnon, Kpioels (emnyio), CUUTEPLPOPIKES , < . . . N
Avopoliio otnv Avokdkioot Tov , L , , , Xopnynon diontag yopning TePIEKTIKOTNTAS GE PUGIKY TPOTEIVN, L, . | .
11 Soprapiyovia e Bortepivie BH4 Srotapoyég, advvoapio pHOuong ,ezp}J.OKp(X,Gl(lg GOUATOG, advvoptio oo BHA, viorapiv Kon mpdyvwon oe £ykaipn didyvwon kot Oepameio
Onhacpov, vrotovia
, . Avanto&lok VeTEPNON, KPIGELS (ETANYia), GLUTEPLPOPIKEG , , , , , .
Avopolio otn Bioshvleon tov . L q a - , Xopriynon diotag YuUNANG TEPLEKTIKOTNTAG GE PLGIKT TPOTEIV, L, , | .
12 ST aE BT e Srapayég, advvapio pHduong ’Gspp(mparmag GMUOTOG, advvopic S e B vmemy Kol mpoyveoon o éykapn didyvmon kot Oepomeio
Onhacpov, vrotovia
Tvupocwarpio, TOmov Il (Avendpkeor  "EAkog KepaToEd00g, VIEPKEPATOOT), TVEVUATIKN/VONTIKY VGTEPT|ON), , , , , , . , ,
13 mg Tpaveapvaons g Tvpocivng) HKPOKEPUALaL Kot avemdpkelo Tposinymg Papovg Xoptfiynon diartag yapnAg TEPIEKTIKOTNTAG GE PUOIKT TPOTEIVY TCevikd KoAn
14 Tvpocwoupio, TOmov 111 TS e S ) WS pe, I e eI Gz Xopnynon diontag younAng TePEKTIKOTNTAG G GUGIKY TPOTEIVN Tevikd ko

1GOPPOTOG KO GUVTOVIGHOV (Tapodikn ataio)

IMivaxog 2
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13
I'eveTiki # NACB  Score Xpiiowe
Baowké Néonpa Emmoloocunod 17 ACMGcode code (0-13) AgikTeg P " S
nog A avahoyieg
Brapn ] 26] [27]
Mefunarovuch ogvoupia (Averdpkeia 1:167,000 MUT (6p12.3) 8 MUT ATl 9 1C3 C3/C2, C3/C16
g pébvro-pordvoro-CoA povtdong)
Ipomovikn o&vovpia (Averdpkelo g ) PCCA (13p32.3);
KapBoEvAionC Tov TPOTIOVLAO-CoA) 1:45,000-313,000 PCCB (3322.3) 17 PA A-TI 10,5 1C3 C3/C2, C3/C16
MMAA (4g31.21);
) , , MMAB (1224.11);
Mebuhnahovuci) oSvoupia - Arapoyée 1:100,000 MMACHC (1g34.1; 16 CbIA B,C,D,F  A-Il 105 1C3 C3/C2, C3/C16
oV peTafoMopon TG Kofolapivng MMADHC(2023.2);
LMBRD1(6¢13)
Ioofakepuci OLvovpia (Avendpieia me 1:120,000 IVD (15q15.1) 21 IVA A 8,5 1C5 C5/CO, C5/C2, C5/C3
apLdpoyovaons tov woPovtupvio-CoA)
Tovtapikn O&uovpia (Averdprelo tng . ) C5DC/C50H,
apLS Poyovacng Tov YA0LTAPVA0-COA) 1100,000 GCDH (1%q13.2) 23 CA Adl 115 1CSDC C5DC/C8, C5DC/C16
20 TloMamh Averdpreto KapBoZuhashv 1:100,000 HLCS (21g22.13) 16 HCS B-Il 10 1C50H, 1C3  C50H/C8, C50H/CO

MMivaxog 3
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Baowo Néoonpa KAwvika Zopnropoto Ogpameio Mpoyvmon Avggopa

ATOQULYN TOPATETOUEVNS VIOTELRS, YOPTIyNon
Siontag YOUNANG TEPIEKTIKOTNTOG GE PUGIKY
TPOTEWVY (YounAd emineda Borivng,
6okevkivng, pebetovivng ko Bpeovivn),
cupmMpopo kapvitivng/ylvkivng; mhovi

TMowiMer kon e€aptdrTon amd v
£ykaipn Sidyvoon; Xe kamoteg
TEPUTTOCELG EMEPYETOL EYKEPOAIKT
BAGPN M 0 BAvaTog EVTOS TOL TPHOTOV

Tomwd vym tig TpdTeg 1-2 efdopddeg Lmng, eneicddia keTo&éwaong, advvapio Tpdcinyng fapovg,
NTOTOHEYOALCL, VIEPAUUOVIVOLLIKT £YKEQUAOTaOE, epneTOC, avopeio, voTovia, depuatitida, VEQPIKN
AVETAPKELD, Kapdlopomddeto kot dtodeimovon maykpeatitida, oavantuélokn VoTEpnon

Mebvipaiovikn o&vovpia (Avemdpketo
™mg péBLA-pordvVA0-CoA povtdong)

Ilepimov t0 60% TV
nepmtOcE@V e MMA

avtomokplon o yopnynon B12 érovg Lo
TMowiiket kou e€aptdrton amd Tnv Adym g &hpTnong Tov
Xopn S AN 6 Eykaupn S1dyvoon; Zuyva mapovctdle gvlhpov and otivn,
Neoyvikog PavoTmog: £melc0d10 kKeToEEWoONG , Tty oition, ANdapyog, uetos, Kpioels, Opm”ﬂfﬂ umf"g xom ngr nsp,mmucomrmg O EyKapn OV Gn AV D ,6 Ger Cou , 0 T ﬁ Gl
, | . > , , P " R , , Puokn TpoTeivn (Yaumid enineda Boiivng, avomTLEOKY KoL YVOGIOKN omowdnmote BAAPN oTO
Ipomovikh o&vovpia (Avendpketa g gykeporomdbeia, kdpa, 0Gvotog; Oyipog ParvTumog: ETEIGOS10 KETOEEMONG, AVATTLELKT | ’ , i . i , . .
16 h . . , . . | , . “ . wokevkivig, pedetovivng ko Opeovivn, hmapdv kabvotépnon, Kpicelg, dvotovia, HOVOTATL AVOKOKAWGNG TG
KapPo&uidong tov mtpomidvuro-CoA) VOTEPNON, YPOVIOG EHETOC, dvoavesio oe dlonto e VYNAT TEPEKTIKOTNTO OE TPMTEIVES, AVETAPKELL , . > , , . , 3 ,
A 2 q . . Ao o&wv povov appod atdopev avipaka), EYKEPOMKN aTpoPio, KvnTika Brotivng (my, Protviddon) Oa
mpdoinymg Papovg, vrotovia, kadopvondder, deppatitida, eykepoikn BAARN X 3 , i . ., 3 . ,
oopmMpopa kopvitivig/Blotivng TpoPMpoTa, GLYVEG AOHMEELS Kat TOPOVGLALEL KAVIKT ETKOAVYM
Kopd1oKa TpoPANLOTO pe v PA
. . . . . , . . , . , | Towcidket kot e€aptdton amd TV
Eneic0d10 keto&émong, avendpketa TpOGANYNG PAPOVS, OTACTIKY TETPAUTAPEST), KPIGELS, EYKEPAAKT KoBarapivn (B12), kapvitivn kot xopfiynon ., -, .
: 0 - . ) . . ; . . , 3 ; Hm
17 Arapayés Tov petofoliopod mg Brapn, mapdruon, kdpo kot Odvatog; EGv cuvodedetal amd opokuetivoupio, Tpoodeutiki| poonddeta,  dlontag YoUNANG TEPIEKTIKOTNTOG GE PUGIKY gyKaipn owvooT; H TAEYneLa

KkofBatapivng avtanokpivovtat ot Oepomeio

Opopupmon kot TpofAipata apePANGTPOEd 0V TPOTEVY woBodauivie
W

0&bg Neoyvikog PavoTutmog (50%): viog Tov TpdTOV Nuepdv {onfg eppavifovy petaBorikn

KETOEEWOM HE VENUEVO YAGHO OVIOVTMV, VIEPOUHMOVIVOLLiO, VToocBEoTalpic, ovdeTeponEVid, , , i , TlowiMAer; AtavonTikn voTépnon
Xopriynon diartag yapmAig TEPLEKTIKOTNTOG GE NhstveL & 0 s 7
| B Afpopa Kapvirime Kot eletper Eykonpng Oepameiog, oArd
PLOUCT TPOTEIM, OVHIANPOL KoM eGv 1 Bepaneio Eekvioet Tpwv TV

ARTERG, G Res oo £VOpEN VEVPOLOYIKOV CUUTTOUATMV

IooBadepicr; O&vovpia (Avemdpren tng  Opopfokvtonevia, TavkvTomevio, TTMYN GiTIoN, EUETOG, EYKEPUAOTAOELL, 0L WPOUEVOVY TOSIDV;
apvdpoyovaons Tov woPfovtipvro-CoA)  Xpoviog Awwdeimov PavOTVTOG: ATOGTPOPT TPOG TPOPEG UE VYNAT) TEPIEKTIKOTNTO GE TPMTEIVY,
£MEGOS10L EUETOD, ANOAPYOG, APVLIATMONG, TPOOSEVTIKY VEVPOKIVITIKY KOl AVOTTLELOKT VOTEPNON,
petoforikn keto&waon; IMapovoidletar eniong pe kKdpa, cvvdpopo Fanconi, kapduakég appubpieg

TTokd kol Tpdyvmon eni Eykapng

Advaton vo givol QUGLOA0YIKT 1) avaTTvén evidg Tov 1ov gpdvov {mng, oA pe éviovn pokpokepahio; S1hyveoong; Xe KATO1EG TEPUMTMOOELG 1
IMOavn epeavion cvpntopdtov Katd tov 4-180 piva (ong pe dvotovia, pokpoKepaio, Anoguym vnoteiag, yoprymon Sioutag yapuning  ovamtudn eivar pUGIOAOYIKY, EVG oE
Tovtapikhy O&vovpia (Averdpkeld g HETOTOKPOTAPIKY oTpopio pe kpicelg o&elag petaforiig eykepurondbetog Aoyw kotofoikod oTpeg TEPLEKTIKOTNTAG GE PUGIKY TPWOTEIVY, GAEG TEPMTMOELS EMEPYETOL
0L poyovaons Tov yYhoutdpvio-CoA  (acbévewn, vnoteia, Aoipwén) mov katodyovy e pn avtiotpéyiun BAAPN tov pofdmtod chpatog pe GUUTANPOLLO KOPVITIVIG, TAGVO EMElyovGOg gykepolkn PAAPN; Ze meptdoEg
emakdlovdn dvetovia-dvokvneia, vrookinpidio apdtopa, apoppayics apePinctpoetdois; Evpd AVTIHETOTIONG owotg dtayeipiong dvvatat to 80%
QAOUN VEVPOLOYIKMV GUUTTOUATOV TOV TOGYOVIOV VO EOVV PLGLOLOYIKN
avantoén

ToAd kol Tpodyvmaon ent Eykaipng
S1dyvaong; Eykatpn didyvmon Kot
Oepaneio pe Protivn emtpénet
PLOIOAOYIKN avamTLén

Eneic6d10 keto&émong, M0apyog, vrotovia, kpicels, ntoy oition, avanvevosTiky dveyépeia,
20 ToAomAy Averndprein KapBo&ohaodv — vmoyAlvkoupio, vrepappovivopl , epetos, odomekio, deppoticd e&avinpuo, TpydnT@on, eyKepailkn Bruotivn
BAGPN, kdpa ko Odvatog

Mivakac 4
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21

22

23

24

25

26

27

28

29

Baowé Néonpa

[Ipotevovoa Avendpketo Kapvitiving
(Awropoyn TpOGANYNG KapVITIVIG)

Avenapkelo g Kapvirivo-IloAprévro-
Tpavopepdong I

Avemapxeio g Kapvitivo-TTaiprdvro-

Tpavogepdaong 11

Avenapkeio [ToAhamhdv Apudpoyovocmv
Akvlo-CoA

Avenapkelon Apudpoyovaong tov Akvro-CoA
Mecaiog AAbcov

Avendpkela Apudpoyoviong tov Akvio-CoA
[ToAd Mokpag AMdoov

Avendpketo tng Tpavohokdong g
Kapvirivng/Axvriokopvitivig

Avendpkela g AQudpoyovaons tov 3-
Y3 po&u-Akvro-CoA Makpdg AAIGov

Averdpkeio g Tpidpaotikic [pmteivng

MMivaxag 5

Emmnoiaopdg

1:20-70,000

<1:1,000,000

<1:1,000,000

<1:200,000

1:14,600

1:50,000;
1-9:100,000

<1:1,000,000

1:100-250,000

Xravio

I'evetucn
prapn

SLC22A5(5q31.1)

CPT1A(11q13.3)

CPT2 (1p32.3)

ETFA (15q24.2);
ETFB (19q13.41);
ETFDH (4932.1)

ACADM (1p31.1)
ACADVL (17p13.1)
SLC25A20 (3p21.31)

HADHA (2p23.3)

HADHA (2p23.3);
HADHB (2p23.3)

#
[17

15

16

15

10

25

18

15

19

AAA: 9AT74650YO-TWX

15
NACB Score
ACMG B NGLUE
code code (0-13) AgikTeg (f\f)(;]ko ul,;
[26]  [27] TiEe
1C2, |C3, |C16,
CuD AL 12,5 1CO G185 16181
) ] 1C0, |C16, |C18,
CPT-I B-II 10,5 ey 1COAC16+C18)
lC(T)’CTl??’CTlglﬁl’ LCOAC16+C18),
CPT-II B-II 9 X o L(C16+C18:1)/C2,
1C182, 1C18:1, [C3cl6
1C18
1C4, 1C5, 1C8:1,
MAD/GA-Il Bl 8 1C8, 1C12, 1C14,
1C6, 1C15DC
MCAD Al 10 1C6TCEMCIOL ogi0o caic10
1C10
1C14, 1C1411, _ _
VLCAD AT 95 O G, s & G AER,
C14:1/C12:1
1C18:1, 1C182,
. LCOAC16+C18),
CACT B-II 9.5 lC(;’CTl(;.lf’ TTCCIIS&Z’ L(C16+C18:1)/C2,
" 1C3/C16
1C16:1-OH, 1C16- ,
C16:1-OH/C16, C16-
LCHAD AT 105  OH, 1CI18:1-OH, ’
' H/C14, C16-OH/C1
ey OH/C14, C16-OH/C16
C16:1-OH, C16-
' C16:1-OH/C16, C16-
TFP AT 8,5 OH, C18:1-OH, '
e OHIC14, C16-OH/C16
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21

22

23

24

25

26

27

28

29

Baowo Noonpo

Tlpwtonabng Avendprewn Kapvitivig
(Awrtapoyn TpdoINyNs Kapvitivng)

Avendpkeo g Kapvitivo-Tlahurdvro-
Tpavopepdong I

Avendpreio g Kapvitivo-Tlahutovro-
Tpavoepdaong 11

Avendpkew olomidv
Agudpoyovacdv Akvro-CoA

Avendpikelo g AQudpoyovdong Tov
Akvio-CoA Meoouing AAvcov

Avendpketo g AQudpoyovaong Tov
Axvio-CoA ITodd Makpdg AMdGov

Avendpreo g Tpavohokdong tg
Kapviriving/Akvikapvitivig

Avendpkelr g AQudpoyovdong Tov 3-
Y3po&v-Axvro-CoA Makpdg AMdcov

Avenapkew g Tpdpootiknig
IIpoteivng

MMivaxag 6

VIKO ZOUTTONATO.

Irdvioe VIOKETOTIKY VIOYAVKoio Ko Motk dvchertovpyio, Abopyog, eykeparonddeia, euetdg, vrotovia,
Kkopdopvonddera, koo, apvidiog Oavatog

Hrotw eykeporonddeio (YTOKETOTIKY VIOYADKOIO KO NTOTIKY avendpkewa), ko, Andapyos, epetdg,
nratopeyaiio, Kpicemv kot apvidiov Havatov

Yroyhkaio, kdpo, ANdapyog, kapdopvonddeta, pooceapvonddeie, vrotovia, nratiky dvchettovpyio;
Oavaoipog Neoyvikog ParvéTumog: avomvenoTIKY SVOYEPELL, KPIOEIS, NTATIKY OVETApPKELD, Kapdlopvonddeta,
appoOpieg kot mOavoTaTa VIOKETOTIKY VIToYAVKaAia Kot emPLdVOLY Alyeg NUEPES e HEPIKOVS UNveg; ZoPapdg
Bpegucoc Hrat p PiK6g PavdTUOG: NTATIKY, Kapdiakh kot pikh dveietrovpyia, enecddio
VTOKETOTIKNG VIoyAVKapiog, kpicels, nrotopeyakio, kadopvonddeia, appulpieg kat picko vevporoyikng BAdpng,
KOpoTog Ko opvidiov Oavdartov; Oyipog Mvonadikég Parvétvmog (Guyvog): i cupmtduata, pookyia,
papdopvérvon, atovio, OV VEQPPIKY OVETAPKELL.

TowiAovv; Ao Bavatnedpa veoyviki 0&Emon pe VEQPPIKEG KOOTEG Kot EYKEPAMKT dVGHop@ia, vIToyAvkapic,
nratopeyodio, dtotatikh Kapdlopvomddeia £mg mio poomddewa arobikevong Mmdinv; Oyipog Hmog
DarvéTomog: drdeimovta epetd, vroyivkaiuio, poonddeto, nratopeyoiio atovio

Neoyvikég ParvéTomog: vroyAvkaio, Kapdopvonddeto, nratikh avendpkew; Bpegikog/Modukdg PorvéTvmog:
VIOKETOTIK VITOYAVKapie, GOVEpopo apvidiov Bavitov; Oyipog Mvomadikog ParvoTvmog: vroyrvkaiios;
Tevikd dVvatal vo epeavicel kpicels, VIOKETOTIKY vroyAvkoupia, MBapyos, nratopeyodio, Kapdlakn avokomny,
vrotovia, Nratiky dvciertovpyia, epetodc, avanvevotikn avakoni; Katd m didpkeia ofeiog petafoiing
anoppduong dvvatat va epovicet pETafoAtkr) 0EEMOT PUGIOAOYIKOD YAGHATOG AVIOVTOV, ovENHEVES
TPOVOULIVAGES KOl N0 VITEP AUUOVIVOLLL

YoBapog Neoyvikog Pavotumog: kapdiopvonddeto, appubuies, vrotovia, nrotopsyahio, diaieirovca
vroyhvkapio, cOVEpopo aevidiov Ppepikod Havdtov pe nrotikn ctedtwon; Métpia Zofapog
Bpeoukdc/Tladikog PavéTomog: nrotopeyohio, vroketotikh vroyAvkoupio; Oyipog Mvomadikdg avoTvmog:
Swikeinovoa pafdopvoivcn, poikdg TOVOG/Kpapmes, d1deimovon puooeapvorddelo/avendpKewl Kapvitivig
oyung eppaviong, dvoavetio oty doknon

Yroketotikn vroyhvkapio, kdpo, Anbapyos, veptpo@kn Kapdopvonddeta, appvbuics, LA okedeTKOY pVdV,
vrotovio, NTaTK SuGAEITOVPYia Kot cLYVE eykeparomdOeto, emtnyio, ovarnTtoElaK VOTEPNON, VIEPUUUOVIVOLLio
Ko NoTopeyoiio

Kaopa, MBapyog, diodeimovoa vrokeTtoTikn vroyAvkatpio, Toyeio tpoodevtiky Kapdlopvonddeia, vrotovia,
Ntk dvoAertovpyia, Kpioels, Tpoodevtiky poonddeto Kat moAvvevpomddeta, paBSouvoivon, HEAOYXPOOTIKN
ap@iBinotpoedonddeta, eviepiky Yevdo-amdepasn, Kdpa Kat cuvdpopo apvidov Bpeucod Bovatov; Avénuévn
mOavoTTA MTdd0vg NToTog, avénuéva enineda Nratikdv evidpmV Kot yopmAd enineda oponstariov (cvvdpopo
HELLP) otig etepdluyeg untépeg Katd v konon kaddg Kot ETmAoK®OV Konong

ToBapég Neoyvikog PavoTumog: NTatTiky 6TedT™on, Kapdlopvonddein, okeletik poonddeta, vevpomddeia;
Métpro ZoBapidg Bpegucdc @ovéTomog: vTokeToTIKN vroyAvkatpio, petaBorkn o&éwon; [upetdc, vavtia,
Suappoua, epetdg, vroylvkaio, andieo Opedng, wikh advvapio, andiela avtovakAacTikOVY, Kabvotépnon oty
opkia kot to Badiopa

Ogpamneio

ENUOVTIKOTATY AVTOTOKPIoT GE GUUTANPOUA KAPVITIVIG

Amnopum ynoteiog, xopHynon diontog YupUnAng TePEKTIKOTNTAG
o€ MIopd Ko VYNNG TEPIEKTIKOTNTOG 6€ VUTAVOpaKES,
xopiymon tprylvkepdiov pecaiog aAvoov (MCT)

Amnoguyn ynoteiog, opnynon diotag yeumAng TepleKTIKOTNTaG
& MIopd Ko VYNNG TEPEKTIKOTNTOG 68 VATAVOpaKeS,
yoprynon tprylvukepdiov pecaiog aivcov (MCT)

Amo@uyn VNoTELNG KOl TAPOTETANEVTG AOKNONG, S1TpOQT)
FopnA oe Mmapd Kot tpoteivy. Zvurhpopo L-kapvitivig
Kot ppoprafivng. Atdhvpa eneiyovoog ovTIHeETOTIONG.

Amnoguyn vnoteiog, opnynon diontag yuumAng TepEKTIKOTNTAG
G YopMANG TEPIEKTIKOTNTAG O8 TPIYAVKEPId1o pecaiag ahdcov
(MCT) ko Mmopd Kot VYMANG TEPIEKTIKOTNTAG OE
vdatavOpakeg, cuyvi oition oTig pkpég nhikieg, S1GAvpo
EMEIYOVGOG AVTIHETOTIONG

Amo@uyn vNoTEING Kol TOPOTETAPEVIG GOKNONG, XOPTIYNON
Slowtag younig meplekTikdTTag 08 AMmapd paKphs aldicov Kot
VYMANG TEPEKTIKOTNTAG GE VOUTAVOPAKES Kot TPMTEIVES,
coUTA PO Kapvitivig Kot Amapd o&éa pokpdc
oAvoov/tprylukepidia pecaiog oiAvsov (MCT) avdaroya T
cofapdtnta g VOGO

Amo@uyN VNOTEING KOl TOPATETAUEVIG AGKNOTG, XOPTyNon
Slartag yopuniig meplektikdmTog o8 Mmapd o&éa pecaiog
aAVooV Kat VYNMIG TEPLEKTIKOTNTOG 08 VI ATAVOpaKES,
copumMpopo Kapvitiving Kat tprylukepdiov pecoiag aldcov
(MCT)

Amo@uyn vnoTEing Kot TapaTETaPEVIG GOKNONG, XOPIYNoN
dlonrag younMig mepleKTIKOTTOG o8 Mmapd 0&€a PaKpag
oivoov (LCT) kat vymAig meplektikodtTog oe vdatavOpakes,
copurMipopo kapvirivig, DHA kat tprylukepidiov pecoiog
arvoov (MCT), d1dAvpa enciyovoog avTipeTdmon
Amo@uyn YNoTElNG Kot TOpATETAUEVIG AGKNONG, XOPTyNon
dlortag younMig mepleKTIKOTTOG 68 Mmapd 0&€a PaKpag
oivoov (LCT) kot vymiig meplekTikotTog 68 viaTavOpaKes,
ocopmMipopa kapvitivng, DHA kot tpiylokepdiov pecaiog
arvoov (MCT), didhopa eneiyovcag avTipetdTion

E&aptarton amd v nhikio
EUPAVIONG TOV VOGTLATOS KL TNV
TOPOVGIO 1) U1 TOAVGLOTNHIKNG

Towciiket kar e&opTdran amd v
£ykoipn didyvwon; Mn éykapa
SIEYVOUEVEG TEPIMTAOGEG £XOVY
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Mpoyvoon Awagopa

Kdmoieg nepurtdoeg givor
OCLUTTOUATIKEG, EVD EAAelyeL

Ko S16yveOoNG opKETA TS 16 KATOAYOLY
o KapO1KT AVETAPKELWL TO TPMTO
Apovia Long Tovg
A a o i
Kok PKETEG MEPUMITMOGELG EiVOL

AGVUTTOUATIKEG

ToBapéc Hopeis Exovv mTmn

mpdyvoon
TlowiAie
20-25% tov veoyvov Oa meddvovv 1
O VTOGTOVV POV VEVPOROYIKT]
Eeaperuc Brapn katd v TpdTn oeia

Topovsioon g vOsov erdeiyet
gykapng d1dyvoong; ApKeTég
OQCLUTTOUOTIKEG TEPUTTMOCELG

TIMpng averdpieto dSvvarar vo
TOPOVGIOGTEL LE GUUTTMHOTO
cofapng kapdopvonddetog Kot
e a——r—— 0avaro evtog rzuu\:ﬁréptbrmv nuepdv
TIoALd veoyva dev emiPrdvovy, eved
GAAaL ExOVY NTIEG HOPPES TOV
spoaviCovron kotd v Tud kN nhkio
aAld eppavilovy picko vevporoyikdv
PraPdV, NTATIKNAG OVETAPKELNS,
KOUOTOG, Kpioemv Kol apvidion
Bavdarov

TTOYN TPOYVOOT

Mn éykaipa deyvopuéveg

TEPWMTOCELS £YOVV TTOYN

npdyveon

Mn éykanpa deyvopéveg

MEPMTMOGCELG EYOVV TTOYN

npdyvmon
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IHAPAPTHMA 2

Neoyviko aviyvevTiko Tpoypappa yro tny Kvotiki)
Tvoon : mAoTIKN €@approy

NeoyviKo aviyvevTIiKO TPOYPURNO YO TV KVOTIKY] iveon

1. H xvotiki] ivoon

H xvotikn tvoon givot 1o cuyvotepo yeveTikd vOompa TG AELKTG QUANG, Etvat
TEPLOPIOTIKO Yol TN L1 KOt KANPOVOUEITOL LLE TOV VTOGMLO VITOAEITOUEVO YOPOUKTIPAL.
H vococ yapakmpiletor omd duciettovpyia Tov eEOKPIVOV 0dEVOV, UE OTOTEAEGLO O
aoBeveic Vo EKONADVOLY GUUTTOUATO OTTO TO AVOTVEVGTIKO, TO TEMTIKO, TOLG
WPOTOTOLOVG 0OEVES Ko 01 AVTPES Kol amd TO avamapay®yko cvotnua. Ot khvikég
EKONADGELS TNG VOGOV TOIKIAOVY avAAOYOL PE TNV NAKIO EQPAEVIONS TOV CUUTTOUATOV
Kot tov Badud TpocsPoing tov dtupdpwv cvotnudtwv. H Ayidlelog ttépva Tov acbevov
pe KuoTikn tvoon ivat 1o avoarvevotikd suotnpa. H mvevpovordfela e kuotikng
tvwong 0dnyel 6€ EKTTOON NG OVOTTVELGTIKTG AetTovpyiag pe amotédespo to 90-95%
TOV 060EVAOV VO KATOANYEL OO OVOTTVEVGTIKY] OVETAPKELOL.

To vevBvvo yia ™ vOc0o yovidio 0paleTon 6To pakph GKEAOG TOV XPOUOCHUATOS 7
kot kodwkomotei tnv CFTR (Cystic Fibrosis Transmembrane Conductance Regulator)
TPOTEIVN. Mg N Aemtopepn avaAvon Tov yovidiov og acBevelg e KuoTtikn tveoon éxovv
avayvoptotel péxpt onuepa mive ard 2.000 petaAldEELS TV OToimV 1) CLYVOTNTO
dpépet TAnBuopakd Kot yeoypoeikd. O aplfudg Tov Tacydoviov 6€ ToyKOGHO ENinedO
gtvon tepimov 80.000 droual. Ymoloyiletat 6t 10 2 pe 5% TV atop®V TG AEVKNG
Dving pépovv pia petdrracn tov CFTR yovidiov (popeic). X yopa pog, 1 cuyvotnta
TV PopEwV vtoloyiletat 6to 5% nspinovz. H ocvyvomta tov popéwv ot Popeta kot
kevtpkn Evpdnn etvan peyaddtepn an’ 611 otnv Agpkn kot v Acia. Avtictorya, 1
oLyvOTTO TNG VOoOoL vtoAoyileton o 1:2.000-2.500 yevvnoeig otn Agvkn @uin Ko
pikpotepn otnv Aepikovikn kot tnv Actotikny @vin. H cuyvotta opmg g vécov
TOIKIAEL EVPEMG AVALESH GTIC SIAPOPES YDPES, AKOUT KOl GE JLOUPOPETIKES TEPLOYES TNG
oo yopag. Evoewktikd, o aptBpdc yevvnoemv macydviov atopwmv otnv Evpdnn

Kopaiveron amd 1:1.350 yevvioeig oty IpAavoio péxpt 1:25.000 yevvnoelg ot
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Owiavdia. O péocog 6pog TV YEVVICEMV OTOU®V UE KVOTIKN tvwmon otnv Evponn
vroAoyiletan og 1:3.500 pe 10 1610 TEPiMOV TOGOGTO VO IGYVEL KO Y10, TN YDPOL LOGC, LUE
amotéleopa va avapévetor oty EALGSa 1 yévwnon 40 acBevav etnoimg. tig HITA
vroroyileTon 6T1 KAOe Ypdvo yevviovvton 1.000 mondid pe Kuotikn ivewon, yopic va
VILAPYOVY JPOPES AVALEST GTOL SVO PVAQ, LE TO GLVOAMKO aPOUO TOV TACYOVI®VY V.
otavel onuepa otig 30.000 34

H dudyvoon g kuotikig tvoong péypt tpodc@ata ftav Kot Bdon kKAvikn kot oy
amopoitntn 1 epyastnpokn emPefainon. Zoppova He TIG Katevbuvinpieg odnyieg g
Apepwcavikng Etapeiog Kvotkng Tvoong ta kpuripa facetl tov omoiwv tiBeton n
duyvaoon etvat: pio 1) TEPLocOTEPES KAVIKEG EKONAMDCELS TNG VOGO 1 OIKOYEVELNKO
16TOPIKO KLOTIKNG tvewong 1 BeTiKd amoTéAECHO GTO OVIYVELTIKO TPOYPOLLLO VEOYVAV Y10,
KLOTIKT {vaaon o€ cuvdvacud pe Eva and to akoiovba: Tadoroyikd amotélespa o
dokipacio 10pdOTo 1 gviomicpd dvo vevhvvey yuo ™ voco petadrdEewv tov CFTR
yovidiov 1 mafoAoykd amoTtéAEGLA OTN dOKIHLOGT0 LETPNONG TNG OETIONALOKTG PIVIKNG

Sapopbic Suvapkdv>®.

2. O veoyvIKOG OV VELTIKOG £AEYY0S 6TV KVGTIKY iveon

H avevpeon vyniov tipmv Opuyivoydvov 6To aipo vEoyvav LE KUOTIKY {vmon,
odynoe v Grossley otig apyéc g dekoetiag Tov 1980, otnv avamtvén g uebdodov
HETPNONS TOV 0VOGOEVEPYOD BpLYIVOYOVOL GE ATOENPALEVT GTAYOVE OHLLOTOC VEOYVMV
(IRT, immunoreactive trypsinogen) kafiepdvovtag £T61 TOV VEOYVIKO TPOGUUTTMOTIKO
ELEYYO Y10 TNV KLGTIKY| {vcocsn7‘8. O veoYVIKOC TPOGVUTTOUATIKOG EAEYYOG Y10 TNV
KLOTIKT tveon, £xel kabiepwbel e OAeg Tic molteieg Twv H.IT.A amd to 2010, kabmg Ko
OTIG TEPLGGOTEPES OO TIG YDPES TNG Evpo’)nngg’m. Ewdwotepa, eBvikd mpdypappio
veoyvikol eréyyov yia v Kvotikr Tvaoon éxet kabiepwbei o 16 Evpomaikd Kpdn:
Bopeta Ipravdio (1984), Ovario (1996), Avotpia (1997), Todria (2002), Tkotia
(2003), AyyAia (2007), Pooia (2007), ZroBaxia (2009), Toeyio (2009), [ToAwvia (2009),
Iphavdia (2011), OAlovdia (2011), EABetia (2011), NopPnyia (2012), Tovpkia (2015)12,
[Toptoyoiio (2015). Xt yodpa pog ota mAaiclo tov EOvikod Xvotuotog Yyeiag, otov
VEOYVIKO TPOGUUTTMOUATIKO EAEYYO EAEYYETOU O 1010¢ 0p1OUOC voonuatwv omd to 1991

[Phenylketonuria (Phe) 1974, G6PD Deficiency 1977, Gongenital Hypothyroidism
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(CHT) 1979, Galactosemia (TGAL) 1991)]. Avtifeta ot0 TEPIGCOTEPA EVPOTOIKA
Kpatn, TapdAAnia pe TRV avEnom Tov aplfod TV VOSUATOV TOV EAEYYOVTOL GTILEPD
amd 1o veoyvikd SCreening, tpootédnke Kat 0 EAeYY0G Yio TNV KVGTIKN tveor). Ta o@éin
a0 TOV VEOYVIKO TPOGVUTTOUATIKO EAEYYXO TNG KVOTIKNG (VOGONG Kot TNV ETakOA0vON
£yKopn dtdyvmon mepAapupavouv Ty TpoAnym g dnuovpyiog povipwv Brapodv otov
TVEDLLLOVA, TNV KAADTEPT) COUATIKN OVATTUE, TN LEIMON TWV EVOOVOCOKOUEINK®DV
VOOAELDV Kot TN SuvaTOTNTO TAPOYNG EYKALPNG YEVETIKNG GUUPOVAELTIKNG GTNV
OLKoyévatal3'15.

H egvpela epappoyn veoyviK®V aviyvELTIKOV TPOYPUUUAT®V Y10 TV KUGTIKN tveon
0€ MOYKOGLLO EMIMEDO OKOLOAOYEITAL AT TO YEYOVOG OTL 1] VOGOS TANPOi Tal dtevpupéval
kprmpla tov Wilson kat Jungner ta. oroio 0@eilovy v tkavomotodvTol TANPmG Yio Kabe

. . . . . 16,17
voona mov TpdKerTal vo, eviaydel g va veoyvikd aviyveutikd mpdypappa >t o

GUYKEKPLUEVQ,

- H aobévewn etvar coPapr| kot yopaxtnpileton amd ypodvia mvevpovomddeio | omoia
odnyel o€ EKMTMOON NG OVOTVELCTIKNG AEITOVPYIOG LE AMOTEAECLO TO

- 90-95% tov 0cBevdV Vo KATaANYEL 0 avamveLoTikn avemdpketo. H &ykoipn
ddyvoon g kot 1 emakoAovdn Eykaipn Evapén aywyng kabvotepel v
avamtuén povipov PAaPdV 6ToV TVELHOVA LLE ATOTEAECO TN LEI®ON TNG
Bvnowotroc. Ta KAvikd GUUTTOHOTO TNG KVOTIKNG (veong, Tapd To Yyeyovog 0Tt
pmopel va ePEavIcTovy ToAD vopis, cuyvd mapaprémoviat. AEilel va onueiwOet
OTL M emMPApvVON TNG AVOTVELGTIKNG Asttovpyiag pmopel va cupPel ywpic v
TOPOVGIa ELPOVOV KMVIKOV GCUUTTOUATOV oo TO avamveuoTiko. Ta mapamdvem
KEAVOUV EMTOKTIKY TV OVAYKN Y10, GUECT] OLYVOOT).

- H acBéveia givor modd couyvn (1:2.500-3.500 yevvnoeig).

- H d1dyvoon g vocou HECH TOL aviyvELTIKOD TPOYPAUUATOS Elval akpPng Kot
EMTPEMEL TO SUYMPIGLO TOV PVGIOAOYIKOV artd T0 TafoAoywkd. To Betikd
amotéAecua emPefotdveTol Pe TN SOKIUAGTO LETPNONG TOV YAMPLOVYWV GTOV
WpdTo (doKpacio WpOTA).

- H vk didyvoon Boacilopevn oty KAVIK GUUTTORAToA0Yio KaBuoTtepel TV
AVEVPEST] TOV TAGYOVIMOV KOl T1] CWOTY OVIILETOTION UE GOPaPES EMNTMGEL

otV mopeia Ko TNV TPOYVOGN TS VOGOV.
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- To KOCTOC TOL VEOYVIKOV OVIYVEVTIKOD TPOYPAULOTOS Y1 TNV KVOTIKY| tveon dgv

glvan anowopsvrméls‘lg.

3. Eidn swyvootik®v akyopiﬂpwv* Y0 TNV KVOTIKY] ivoon

Olo ta €101 TOV aVIXVELTIKOV TPOTOKOAL®Y OV £approlovol dlebvmg yio tnv
KLoTIKY tvaon otnpilovrat kotapyny otn pétpnon tov IRT, 1o omolo dArote
axoAovBeiton amd TNV PETPNOT TOV GLYVOTEP®V Y10 TOV LEAETMOUEVO TANOBVGULO
petoAa&ewv mov oyetiCovran pe ) voso (DNA limited mutation analysis), dAlote amd
™ pétpnon g npmteivng mov oyetileton pe moykpeotitida (Pancreatitis associated
protein, PAP) ka1 GAhote pe v emavainymn g pétpnong tov IRT oty nlikio tov 3
eBoopadmv. Yndpyovv nepiocdtepot omd dMOEKA dPOPETIKOL GLVOILAGHLOL. YOPIg UEYPL
onuepa va £xet KobepmBet Evag deBvac amodektog arydpiBupoc. Ot cuyvitepa
akoAovBovpevot adlyoplOpot yia To veoyvikd SCreening tng KuoTikng ivwong eoaivovtot

otov mivako 1.

*H Loyikn} GEpa EVEPYELDV Y10 TNV EMIAVOT £VOG TPOPANLLATOG COUPMVO [1E KAOOPIGUEVOD KOVOVEGS.

IMivaxag 1 : Ov ovyvoTtepa akorovOodpevor alyopiOpor yia To veoyvikoé screening g
KVOTIKNG ivwong

Zrpotnyun TTpoTnyki Trpatnyiky | Zrpatnywukl] | ZTpatnyiky | XTpotnyuky | ZTpaTnyiki

1 2 3 4 5 6 7
1o pripa IRT1 IRT1 IRT1 IRT1 IRT IRT1 IRT1
20 pipo IRT2 DNA DNA IRT2 DNA PAP PAP
30 pijpa EGA DNA IRT2 DNA DNA
40 o EGA

Xoupova pe debvelg peréteg, £yl amoderydel mwg To TOGOGTA aviyvevong
e1epolLYOTAOV 1} ATVTOV TEPUTTOCEWMV TNG VOGOV £IvVOL LYNAOTEPQ LLE TN GTPATNYIKY|

IRT/DNA ocvykprtikd pe v otpatnyikn IRT/PAP. @aivetar 6t n otpatnykn IRT/DNA
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glvo KatdAAnAn Kuping yia xopeg e Bopetog Evpdnng otig omoiec ot omdvieg

UETOAAGEELS ep@aviCovTan pe KpdTEPT CLYVOTNTA GLYKPLTIKA LE TN NOTLOL EUpd)nnzo.

Avagopikd pe v otpotnykn IRT/PAP, av kat £xet dwamotmOel tmg oyetiletan pe
TEPLOCOTEPQ YEVOMG OETIKA 0moTEAEGLOTO, BE®pPELTAL TPOS TO TAPOV 1 TLO OLKOVOLLLKY|
otpatnykr. Ola o TOpATAve £xovVv 101aitepn onpacio Kot Tpémel vo Aappdvovton
coPapd vToOY™, EWVIKOTEPO OTOV GYESIALETOL 1] VAOTTOINGT] TOL OVIYVEVLTIKOD VEOYVIKOV

EAEYYOL Y10 TNV KLOTIKN {vmcnls.

4. TIpoimoBéoeig eQupproyns VOGS EMLTVYNUEVOD VEOYVIKOD GV VEVTIKOV
TPOTOKOALOVL Y10 TV KUGTIKT] iveon
Ot amapaitnteg TpodTOOEGELS Yo TNV EQAPLOYT| EVOS ETLTUYNUEVOD AVIYVEVLTIKOD
TPOTOKOAAOL Y10l TNV KLGTIKT tvawon €povv 1ebel amd v Evponaikr Etapeio Kvotikng

'Tvwong (ECFS best practice guidelines: the 2018 revision) kot givat:

» O oplBpdg TV SEIYHATOV TOV OTOLTOVY EXOVAAYN AOY® KAKAG AYNG TOV
otaydvev aipatog va unv Eemepva ta S avd 1000 deiypoto.

» H ehdyrot Oetikn mpoyveootikny aéia Tov Tpoypappoatog tpénet vo sivor 0.3

» O 0modexTog apOpog TOV YEVIDS OPVNTIKOV OTOTEAECUATOV TOV VEOYVIKOD
eréyyov vroroyiletar 6to 5%.

» Ta TpoypAULOTO VEOYVIKOD aVIXVEVTIKOD EAEYYOL ElVaL OTAPAITNTO VO, EXOVV
pe eddyiotn evousOncio 95%. EEapovviat Tov vtoAoyiopov ta veoyvd mov
YEVVIOOVTOL LE EIAEO €K UNK@VIOL T oTola Oa TPEMEL VoL S1ay1yVADOCTKOVTOL 0Itd
TOVG YELPOVPYOVG LETE TNV EMEUPAOT] KOL VO OTOGTEAALOVTOL Y10 YEVETIKO
Eleyyo N ywu test 10pdTaL G€ KEVTIPA KVOTIKNG tvewonc, 010t Ta VEOYVA aTA G€
éva, peyaio mocooto Exovv apvntiko IRT kot 1 d1dyveoon mpémet va yivetal
KAVIKGL.

» O péyiotog xpovog yo va 1ebel 1 didryvmon evog e&eTalopevon TELEIOUNVOL
Bpépovg mpémet va etvat 1o TOAD 58 nuépeg.

» H doxoacio pmta 0o mpémel va dievepyeitor evioOg SO EPYACILOV NUEPDOV
aOTOL TEOEL 1) VITOYi TG VOGOL KOl TO, ATTOTEAECLLATO VOL OVOKOIVMVOVTOL

v 0o npépa.
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»  Avogopikd pe tig cut-off tipéc tov IRT, a&ilel va onueindel 611 0
TPOGOIOPIGUAC TOVG GTNV TTopEia EPaproyns Ba yiveton et TV EKATOCTIONWMV

Béocov tov TindVY Tov IRT tov epyactnpiov.

H opbn otpatnyikn g emAoyng Tov dlepeuvNTIKOL 0AYOP1OHoL pmopel va PeEATUDGEL
TNV OMOTEAEGLOTIKOTITO TOV VEOYVIKOD OVIXVELTIKOD EAEYYOL TNG KVOTIKNG tvwone. H
pérpnon g IRT v 1" efdopdda (ofc eivar éva gvaicOnto test yio v aviyvevon tov
VEOYVMV LE KLOTIKT tvaon oAAd dev etvar e101k0. H nébodog mov avéavetl v e1dkotnTa
ToV gAéyyov eivar n pétpnon e PAP ota vmontta delypata n oroia 0dnyel otov
TEPLOPIGUO TOV apltBpov TV yevdng Betikdv IRT detypdtov.

Etvon yeyovog 611 1600 otnv Apepikn 6co kot otnv Evpdnn ypnoylonotovvrot
OLaPopot dyvVOSTIKol aAydp1OLotl 6To VEOYVIKO TPOYPULLLLO TG KUGTIKNG tVmong.

YT1G TEPITTMOGELS OOV KATA TOV EAEYY0 TOV VEOYVIKOV SCreening, dwamiotwbel 0t éva
VEOYVO €lval POopEaG TNG KLGTIKTG {VvmoNg, OVGLOGTIKNG onuaciag ivat ) xoprnynon otnv
OLKOYEVELD TTPOPOPIKNG KL YPOTTNG EVIUEP®ONG artd TOV TodiaTpo Tov SCreening ot 1o

Bpépog : a) dev éxel KuoTikT| tvewon kot B) etvor vyme popéac.
5. IIpotewvopevo mpmTéKorrLo (0XyOp1LOpoC)

AopBévovtog vToyn To TAEOVEKTILOTO KoL TO. LELOVEKTNLOTOL TOV GTPOTYIKMV TOV
akolovBovvral d1EBvac, cuumepaivel Kovelg 6Tt TO KOTAAANAOTEPO AVIXVEVLTIKO
TPOHYPALO VEOYVOV Yia ToV EAANvIKe mAnBuopo paiveton mwg eivan ekeivo to omoio
ompiletar oty otpatnykn IRT/PAP/DNA/EGA. 210 mapdv aviyveuTtikod TpmTOKOAAO
OV TPOTEIVETAL, 1) TPOSTAOELD OViYVELONS TOV TUOLDV e KVGTIKTY tveon Oa Eekvd e
) pétpnon tov IRT otig amo&npapéveg otaydveg Tov amocTEALOVTOL OO OAEG TIG
LotenTIkéG povades v 3n nuépa Cong ota mAaicia tov E6vucot Tpoypdppatog
[MpoAnmtikov EAéyyov Neoyvav. H pétpnon Oa yivetar pe to cvomua GSP ¢ Perkin
Elmer xou n pébodog Paciletar otny TEXVIKT ETEPOYEVODS U OVIOYOVIGTIKNG HEBOSOL
VOGO KOV TPOGdlopiopov tomov Elisa émov dvo povokimvikd aviicopoto
deopedovrot g drapopetikovg emtonovg Tov IRT. To ofjua pBopiopod givar avdioyo
npog ™ cvykévipwon ¢ IRT oto vd perétn detypa. Eqv ta enineda tov IRT givon
avénuéva, Ba akorovbet pétpnon g PAP. H pétpnon g PAP Ba yiveton pe to
ocvotua tng Dynabio, to povadikd mov duvatot va petpaet PAP oe anoénpopévo aipa,

Kot 1o omoio ypnoyonoteitor oe moAld [Ipoypappato Neoyvikov EAEyyov ¢ kuoTikig
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tvoong. Ze mepintmon Oetikod anoteréspatog, Oa axkolovbei DNA avaivon yua 50
petaAraels o1 onoieg KaAvmrovv 10 80% tov petaArdEewv otov EAANvikd mAnbuoud
Kot epocov Bpebdel pia petdiraln Oa yivetor EGA kabmg kot EAeyyog yio eAleippota kot
durhactacpovg 6to yovido pe ) péBodo NLPA. T'a oAl vymiég tiuég IRT
aveEaptntmg Tiung PAP, Ba akolovbei avalvon DNA (safety-net procedure: diktvo
acpaieiag). Eav avevpebovv dvo maboroyikég peTaALAEELS, TO vEOYVO Ba kotevBlhveTon
o€ KEVIPO KLOTIKNG tvwong pe okomd n Slevépyela SoKIaGiog 0pmTa Kot
napokorovdnong 2,

To peydio mieovéktnua g pebddov avng eivat 0Tt o’ evOg OAES 01 LETPNOELG
TPUYLOTOTOLOVVTOL LE T ANYT] €VOG KOt LOVO SEIYLLOTOG KOL 0’ ETEPOV EAAYLOTOMOLEL TIG
enavoAnyelg ot pétpnon tov IRT. Ot emavarnyelg mepropilovion Hdvo OTIG TEPIMTMOCELG
omov dwmiotdveton o) tiuf IRT > 100pg/L o€ cuvovacuod pe i PAP > 1.2pg/L A tuq
IRT > 60ug/L o€ cuvévacud pe Tiun PAP > 2.5ug/L yopig va damiotdveTon Kopior
petdArasn, B) avevpeon piog petdAraing petd and EGA kot NLPA kot y) tyun IRT
>100pug/L o suvdvaoud pe iy PAP < 1.2 pg/L, 7 tyuf IRT >60ug/L og cuvdvacud pe
Ty PAP <2.5 png/L (oyqpa 1).
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Yympo 1. Zynpotikny averapdotact) TOV TPOTEVOUEVOD GVLYVEVTIKOU TPMOTOKOALOV

/\‘

Métpnon IRT o€ amo&npapévo aipa

Twr 299,9" EO

T >60ug/L

l

Métpnon PAP og mAdoua aipatog

\_l

8

T <60ug/L

T = 1.2 pg/L, edv IRT 2100ug/L

n
T 2.5 pg/L, eav IRT 260ug/L

n

Twn < 1.2 pg/L, eav IRT 2100ug/L

Twn <2.5 pg/L, gav IRT 260ug/L

l

V..»|  DNAaviAuon

[

2 petalhatelg 1 petdMaén

Kapio petaraén

!

EGA

5
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EmavaAnyn IRT (tnv
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