BIOT'PA®IKO YHMEIOMA
Ovopa: Avaotacio ZkoOpo
Endayyelpa: [Modiotpog (ap.untp. IZA: 048006)
e-mail: anskoum@med.uoa.gr
Hpegpopnvia I'évvnong: 14 Avyovctov 1969
EOvikotnra: EAAvicn
XToVoEC ¢
1/10/88-25/11/94: Latpun Zyon(Kamodiotplaxod IToav/po
Anvov) (TTrvyio latpknc).
Ymnotpogio Avtoviov [Hamaddxkn kotd ™
ALQPKELD TOV TPOTTLYLUKADV GTOVLODV
23/07/2002 Tithog edtkoétTOg [TondtoTpikng
(12425/23-07-2002,[Teprpépeto. ATTIKNG)
16/05/2014: Awdxtmp ™ latpikng XyoAng tov

[Tavemomuiov AGnvaov

Epyocwoxkn Euncipia:

1/07/2018- topo.: MMondiaTpog, emppeAnTpro A, 161K Y10 TIG
Evdoyeveic Avatapayéc Tov petafoiiopov ko vrevOvvn Neoyvikov
Screening ywo to Metopoika Noofpato ( @orvvoikeTovovpio Kot
vohioktolopia).(Ivetitovto Yyeiog Tov Ilodrov)(Anacyoinon ektog
001G kKaToOmY YOUpYIKNG amtépaons ,ap. tpoT: 1766/7-5-2019)



mailto:anskoum@med.uoa.gr

YnevBovn v 1 S1dyvmon Kai topakorlovdnon towv Hontmv
TEPUTTMOCEMYV Y10l TO, TOPOTAVE® VOCULOTA TOGO T®V oMV OGO KOl TWV
EVNMKOV 060evdV. ZOUUETOYN GTN TOPUKOAOVONON TOV TOUOATPIKMY
acBevav pe Evdoyeveic Alatapayés tov Metafoiopod twv dvo KHplov
nodrotpikev Nocokopeiov e AOMvag (ITaidmv Ay. Zoeio ko AyAdio
Kvptoxod) kot apoydc 6Ty avIETOTION TNG OTOII0PYAVHOCTC TOVG
otV o&ela PAGN TOL VOGT|LOTOG TOVG,.

11/01/2016-31/06/2018: IMordiatpog ,empeiqTpro. A, Tng A’
Hadwtpikng Kuvikig tov Havemotnpiov AOnvov, oto Nocokopsio
Haidwv Ayio Xo@ia, pe €101k6 evoro@épov otig Evooyeveig
Awrtapayéc Tov Metaforiopod

AGYOAODUOL LLE TNV OVTILETDOTICT VEOYVDV, UIKPOV TOOIOV Kol Eprmv
ue Evdoyeveic Awatapoyéc tov Metaforiopon (Awatapayés tov Kokiov
¢ Ovplag, Opyavikég O&vatpiec, Atatapoyéc MetafoAcpon Tov
Mrapdv oEEwmv, Alatapayés pebvAidoemc, Mitoyovoplakd vooruota, ,
Awatapayés I'hvkolvMwong tpmteivay , 'Avkoyovidoels,
Avccocopakd Noonpota) t060 o€ ypovia fAcT, OGO Kol GE TEPINTMOT)
ATOO10PYAVAOGTG TOVG KOl EI0OYMYNG TOVG Yo voonieio 6to Nocokoueio
poc oAAG ko 6to yertoviko Tlaidmv AyAaio Kvuplakov. TToAlég popéc
KoL OOV €lval avoykaio, TopaKoAoLO® Kol EVIIMKES LE TO TOPATAVED
VOGT|LOTO GE GLVEPYAGTO TAVTA LLE TOLG LITEVHVVOLS 1ITPOVS TWV
eVMK®V.

1/6/03 — 29/12/2015 (12 étn) : I'evikog mardiatpog oto EEmTepikd
latpeia tng Nopapyroxng Movaoog Yyeiog E.OILY.Y —IIEAY
Avydreo

AocyoAovual LE TN TapaKOAOVONGT PUCTIOAOYIK®Y Kol APPOCT®Y
OOV , TNV EMIPAEYT TOV TPOYPAUUOTOS TOV ELPOALUGUOV TOVE, KO
TNV AVTILETOTIOT 0EEMV Kol ¥ POVIOV TPOPANUATOV TS VYEIONS TOVG.
Aoppave eniong pépog oto mpoypappo Emdnuoioyumg Emmpnong g
I'pinng o€ cvvepyacia pe to Kévipo ‘Epevvog Edikov Aotuméemv
(KEEAIINO).

1/4/03 - topa (11 émn) : Emoetnpovikog Xvvepyatng Tov
Epyaotnpiov Metapfoiik®dv Noonudtov tng A” IHowdwatpuknc
KAvikig Tov Havemotnpiov AOvev oto Nocsokopsio Iaidwv Ayia
Xo0@io OTOL TPOAYUATOTOINGO TO TOPAKATM:

- Exnévmon kot ohoxAnpwon Awaxtopikng Atotpipng pe O€pa:
«IMapaxorovOnon Tov ayyeiov TV Tardt®v pe Etepolvyo Owoyevi
Ynepyoinotepoiorpio, pe tn Pondero anetkovioTiIK®OV pgdodwv, mpo
Kol petd 0gpameiog T00S HE VTOAMTOUIPUIKA QAPRAKA», VIO TNV
enifreyn g Enikovpng Kadnyntprag, e1dknc yio to Metafoiud




Noonuata Kag Evpudikng Apoykdpn. (Tpiueing Emrponn : K. IN'ewpyiog
Xpovoog, K. Xpnotog Ilitoafog , Ka Evpvdikne Apoykdpn).Kpidnke pe
10 Babud Apiota.

- ZovepeuvnTic o€ KMVIKI perétn Oepaneiog pe Xrotivny madudv pe
Etepoluyo Owoyevn YrepyoAnoteporonpia, perétng @aong I mov
&ywve yuo Tp®dTN eopd otnv EAAGSa (pe emotnuovikd vrevbouvo tnv
Enikovpn kadnyntpo Ka Evpvdikn Apoykdpn) kot a&ioroynonke
ne 3A amd KPLtég Tov EEMTEPIKON.

- [MoapakorovOnon mtawdiwv pe Evdoyeveig Aotapoyés tov
Metapoliopov, g duiedn Emommuovikn Zuvepydtng g
A’ IMawdrorpucng Khvikng tov [avemotpiov AGnvav 6to
Nocokopueio Iaidwv Ayia Xogia, Ti¢ Tpwvég dpeg amd 08.30-
12.00 a6 Agvtépa wg Iapackevn. Amo v NUEPQ SLOPIGLOV LLOV
oto [IEAY, and 8.30-10.00 kabnuepvd, TG epyaciuec NUEPEC.

2/11/09 — 29/10/10 (1 éto¢) : Emitipog Khvikog Xvvepyatng
(Horonary Clinical Fellow) 6to Tpfqpo Metafolk®v Noonpatoy,
(Willink, Biochemical Genetics Unit) eto Central Manchester
University Hospital, M. Bpetavia.

To tpufua Metaforkmv Noonuatwv (Willink Unit) avrkel 6to tunua
[atpiknc I'evetucng Ttov Hoavemotnpiokod Nocokopeiov tov Manchester
Ko TapakorovBet acOeveic pe evooyeveig dtotapayeg peTafoMoon e
Bopeiov AyyAiag, ektog tov neproyav Sheffield kol Newcastle, pe
eEmtepikéc KAMvikég oto Bradford wou Liverpool.

21 O18pKELN OTAGYOANCTG LOV OTO OVOTEP® TUNLO OLGYOANON KO e
OAOVG TOVC TOUEIC TG AVTIUETOMIONG TOV AGOEVOV e KANPOVOLILKA
MetafoAikd Noonuota. EAdupova pépog ota EEmtepikd latpeia, ot
TopaKoAovOnon acbevav otovg BaAduovg Tov Nocokopeiov, 6Tig
EKTTOUOEVTIKEG OPAOTNPLOTNTEG TNG KMVIKNG. AvElafa Kot dlekmepaimaa
ueAétn avookdénnong (audit) oty Owoyevn YepyoAnoteporipia
[TapakorovOnca emxiong cepvaplo oYETIKA LE OUAOES LETOPOAMKDY
voonudtov (Avococouokav, Evoidpesov Metafoicpon).

1/4/00 — 1/6/02 ( 2 £m) : Ewdwkevopevn I'evikny Howdiotpos tng A”
Hadwrpikng Kuvikig tov Havemotnpuiov AOvov 6to Nocokopeio
naidov Ayia Xogia

1/11/98 — 30/11/99 (1 ét0c) Ewdwkevopevn I'evukn Iondiotpog
(Senior House Officer in Paediatrics) eto Noocokopeio King George
6710 Aovdivo oty Mey. Bpetavia. (A + B)




1. 3/5/99-30/10/99 : (A) Exdikevopevn g 'evikiig madratpikng
(Clover ward)

O 0arapog Clover Ward £yet 2000 slcaymyég eTnoing, eEVINPETOVTOG
évav mAnBooud 60000 todiov. Epyaldpovy otovg Baidpovg ,peteiyo
OTIG EKTTOOEVTIKEG dPACTNPLOTNTES TNG KAMVIKNG, KO TapOKOAOVOOVCH,
KAMvikéC ToAL®V edikoTTV( Nevporoyioc, Alpnatoroyiag, AcOuatog,
Awpn, Kapdioroyiag, Avamrtuéng, 'aotpevieporoyiag). Atéktnoa
eumelpio 6T TOPOKoAOVON G YPOVIOY VOOIUAT®V Kot 0EEWDV
Kataotacemv ota. Emeiyovta watpeio Tov Nocokopeiov. Meta&o tov
KaOnkoévTov pov frav 1 lotpikn KaGAvyn Todlatpik®v KMVIKOV 6N
Kowotnta, avalapBdvovrog tnv mopakoAovOnon Kot epufoiacuod
(PLGLOAOYIKOV VEOYVDV.

2. 1/11/98-2/5/99 : (B) Ewdikegvopevn Iladiatpog 6to Tuipa
Neoyvav (Jasmine Special Care Baby Unit, King George
Hospital, London)

H mopandveo povada éxet 18 kpefdtia, 5 and to omoia elvot EVTATIKNG
TOPAKOAOVONOMNC, LLE AVOTVEVGTIKT VTOGTNPLEN GE VEOYVE. ATTEKTNCO LE
NV €pyacia pov gumelpio 6€ GLUPATIKOD TOTOL KOPIIOOVOUTVEVGTIKN
avalwoyovnon, neptiappavouévoo veoyvav 24 fdopddwv,
avTipetonilovrag Eva evpv edcuo tpofAnudtomv tpowpotntoc. Iapsiyo
npateg Pondetec otnv aibovca tokeTdV, EAAUPaVE HEPOC GTNV EEETOON
VEOYVAV TTPO TNG 5000V A TO LOLEVTIPLO KOl TNV KAVIKT)
nTopaKolovOnoNg TpdmP®V veoyvav vd v enifieyn tov Dr. Robinson
(Consultant Paediatrician).

3/3/98-2/9/98(6 pnveg) : Edwkevopevn randiotpog (Acting Senior
Senior House officer) 6to Nocokopeio Princess Royal Hospital
(Cevucn IMadrarpikn}, Neoyvd) oty aoin Haywards Heath ,\W.
Sussex, England

5/3/97- 3/3/98 (1 ¢10¢): Ewdwevopevn Mawdiatpog (Senior House
Officer) oto Nocokopcio Crawley (I'evuai IToadroTpikn] Kon evraTikig
povada Neoyvav) tng meproyms W.Sussex, England

1/2/97- 28/2/97 (1 pnqvag) : KMvikog mapatnpntis 6T0 TUNNO,
Mowdrerpikig Tov Nocokopgiov Crawley, otnv oAy Crawley,W.
Sussex, England

18/11/96-31/1/97 ( 2 ufvec) : Khavikég mapatnpntig 6to Tpfqpa
Mowdrerpkig Tov Nocokopsgiov Princess Royal Hospital , etnv méin
Haywards Heath ,W. Sussex, England




1/11/96-15/11/96 (2 poouadec) : Khvikég mopatnpntis oto Tufqua
I[Howovevporoyiog kot Nevpopuororoyiog 6to Noosokougio Iaidwv
Avyia Xooia (AOva, EALGOG)

11/1/95-1/11/96 (1 érog xou 10 unvec) : Aypotikog latpog otnv
aeproynq Aoppparva, Borwtiog, pe kaivyn epnueprdv oto Kévrpo
Yyeiog Amaprtov, Bowwtiog

1/09/88-1/10/94 (6 étn) :@oitnon otnv latpuki] Xyoiq AOnvav
(svoaymyn pe maverinvieg e£€TdoELS)

EENEX 'AQYXYEXY

e ElMnvicm
o Ayylin (kdtoyoc mruyiov Proficiency Cambridge, 1991)
o Toilkn (kdroyog mruyiov Certificat)

ENIXTHMONIKEY ETAIPIEY. (néhog)

e Evponaikn Etaipia ABnpookinpwong (Oktappiog 2007)

o  Elnvikn Etapio AOnpookinpoong  (OktoBprog 2005)

o  EMnvikn Etapio AOnpooskinpwong Bopeiov EAAGdoc (Mdaptiog
2006)

o  EAnvicn Hodwarpikr) Etopeio (NoépPprog 2002)

e Bpetavuc Evoon MetafoAiikav Noonudtov
(British Inherited Metabolic Diseases Group ) (Iavovdpiog 2010)

e Evponaikny Emiotuovikn Etoupeio Kinpovoutkov Atotapoayov
MetafoAiiopov (SSIEM) (Iavovaprog 2010)

e EMnvikn Etarpeio Metapoiikdv Noonudtov (HSSIEM) (exioyn
610 AlounTikd cLUPovAto NG eToupeiog LETA OO EKAOYEG OTIG
29/11/2018,tapiog)

e Emtponn a&loldynong tov Ipocvuntopatikod eAEYYov veoyvmv
mov £xel oVYKPoTNOEl pe TpwToPovAia TG EAANVIKNG eTAPEiNG
Kowwovumcg Iadwatpikng kou [Tpoaywyne g Yyeiog

( ZemtéuPprog 2013)

® MéMog tng Evupwnaikng Emtponnig kateuBuvtriplwyv odnylwv
yla TNV QVTLHETWITLON TwV Alatapayxwv tou KUKAou tng
Ouplag (Urea Cycle Disorders, guideline Group)

(Innsbruck, SSIEM 2014, September 1%)



XEMINAPIA YE EAAAAA KAI EYPQITH

¢ 8° [TavveAnvio Zuvédpio Opadwv Epyaciog tng EAANvViKNG
Etapeiog AOnpookinpwong (AOnva, 29-30 Noguppiov
2019)

¢ SSIEM Annual Symposium 2019(Rotterdam, Netherlands,
3- 6 September 2019)

¢ BIMDG Annual Symposium, Hommerton College
(Cambridge, UK ,26-28 june 2019)

e Transitions and changes in Inherited Metabolic disorders,
Homerton College, Cambridge (Cambridge, UK, 25 June
2019)

e Maternal PKU International Study event (Nutrition in
maternal PKU) (Dublin, Ireland, 3-4 October 2018)

« 3rd regional Masterclass on PKU 2018 ( Bratislava, Slovakia
28-29 September 2018)

e Inform 2018,Symposium of the international network for
fatty acids oxidation research and management (Athens,
Greece, September 2-3 2018)

¢ SSIEM Annual symposium “Old roads ,new connections”
being a member of the local organizing committee
(Athens, Greece,4-7 September 2018)

e British Inherited Metabolic Disease Group(BIMDG) Annual
Meeting (East Midlands Conference Centre, Nottingham
21- 22 June 2018)

¢50th EMG Conference ‘“Precision Medicine in IEM”
(Hamburg,7-9 June 2018)

e 2" Regional Symposium on inherited genetic Disorders-
PKU 2017 (Athens, November 25™ 2017)

e British Inherited Metabolic Disease Group (BIMDG) Annual
Meeting (London,29-30 June 2017)

e Inborn Errors of Metabolism (Satellite Meeting)
EUROMEDLAB 2017 (Athens ,10-11 June 2017)

¢ 49" EMG Conference ,Zagreb (May 25-27 2017)

¢ EAS Advanced Course on Familial Hypercholesterolemia
(Athens 2016,14-15 October)

e SSIEM “Metabolic Pathways, cellular networks and
beyond” (Rome 2016, 6-9 September)

e British Inherited Metabolic disease Group(BIMDG)
Annual Meeting (University of Birmingham, Birmingham,
UK (30" of June- 1st July 2016)(9 CPD credits)



Neurotransmitter focus course (Venice ,Italy,09-10
November 2015)(up to 11 European CME credits)
Annual symposium of SSIEM 2015 (Lyon, France ,1- 4
September 2015)

Advanced metabolic course: controversies in management
(Manchester ,United kingdom,11-13 March)(14European
CME credits)
Dysmorphology and radiology of Inborn Errors of
Metabolism(Manchester, United Kingdom,16-17 October
2014)(12 European CME Credits)

SSIEM Annual Symposium 2014(Innsbruck, Austria, 1-5
September 2014)(21 European CME credits)

British Inherited Metabolic disease group(BIMDG) annual
meeting(University of Stirling,Stirling,UK,19"-20" June
2014)

Challenging UCD treatment targets for optimal
neurological outcomes- 5 years on, what has
changed?(Stirling, Scotland,UK,18" June 2014)

Xrdvio Nevpopwikd Noonpota kot ordvia Nevpoloyikd
Noonuata ,awo v Emetnuovikn Etapeio Znoviov
nadncewv kol Opeavav eapudkov (AdMva, 28 Maiov
2014)

Recordati Rare Diseases Academy course: The changing
spectrum of IMD: surviving longer and growing old with
IMDs (Aovdivo, Hvouévo Bacikelo, 7-9 Maiov 2014)
2" International symposium in inherited Metabolic
Disorders in Adult neurology( Aeginition Hospital,
Athens, Greece, 15th march 2014)

International Glycogen storage conference
(Heidelberg,Germany,28™ -30™" November 2013)
«Advanced Course on rare and metabolic kidney
diseases» organised by the Orphan Europe Academy)
(Rome, Italy 3-5 October 2013)

e «European focus course on Congenital Disorders of

Glycosylation- CDG» (Nijmegen, Netherlands , 26-28
Iovviov 2013)

e «Neurometabolic disorders related to B vitamins»

(Mdvtoeotep,M.Bpetavia,15-16 Nogufpiov 2012)

e «1st advanced meeting on metabolic and genetic disorders

affecting the liver» (Poun, Itaiia,28-30 Maprtiov 2012)



BIMDG Workshop in ‘Inherited Metabolic Liver Diseases’
(Noocokopeio Guy’s, Aovdivo,M. Bpettavia, 10
dePpovapiov 2012)

4° Yvumnoco towv Opddwv Epyaciog, tng EAAnvikng
Etaipioc AOnpooskinpwong,Adnva, 2&3 Aekepuppiov 2011
2" Hellenic Educational Seminar, Inborn Errors of
Metabolism in children, adolescents and adults “from the
Symptom to the Diagnosis”. “Mitochondrial Disorders,
ABnva 1 OktwBpiov 2011

British Inherited Metabolic Disease Group Annual
Symposium, University Hall ,Cardiff University,
Cyncoed, June 2011

MMA study day organized by the BIMDG in UK(Institute
of Child Health oto Aovdivo, Mey. Bpettavia, 23 Moptiov
2011)

«1° ITaveArvio Exmaidevutid Xepuvapilo oto Evooyevn
Noonuata Metafoiispov og Neoyvd, [aidid kot
EpnPovc, and 10 countopa ot Atdryvoon»(Abnva, 11
AexeuPpiov 2010)

‘Lysosomal Storage Disorders Course’ Manchester, March
2010

‘Inherited Metabolic Diseases for the Paediatrician’,
Manchester Royal Infirmary, Mdioc 2010

Investigator Training Program Workshop organized by
Pfizer, Athens 18 October 2008

European Atherosclerosis Summer School, Avyovoetog
2007

“Allergies and Children””,AA\epyroroyikny Kiwvikn, B
[Towdrarpikny KAwvikn tov Hovemiotuiov Anvov,
deBpovaprog 2003

“Testes”; Zepvapro moandratpikng Evdokpivoroyiog, A’
[Moudrorpuen KAwvikn tov Hovemomuiov AOnvov,
Mdéptiog 2003

“Cushing Syndrome”; Zepuvapio moidtaTpikng
Evdoxpivoroyiag, A” Ioudratpikny Kivikn tov
[Tavemompuiov ABnvav, Mdawog 2002

“Advanced Paediatric Life Support”(The John Hopkins
Hospital and Paediatric Trauma Care); First Department of
Paediatrics, Athens University, Askéupprog 2001

21° Zepvapro N'evueng Moudwarpikng ,B” Todrarpikn
KAwikn tov [ovemompiov Adnvav, Noéupprog 2001



e Cardiac Arrhythmias for the General Paediatrician (a guide
to diagnosis and management)”;Institute of Child Health,
London, NoéuPpiog 1999

e “Neonatal Advanced Life Support”, Hastings, East Sussex,
dePpovdaprog 1998

Avoptnuéveg Avokowvaoels (Posters) kol Anpocievesic (EAMvika
kot E€va Tleprodikd/Zuvvedpua)

o Aviyvevon Néag Metrdrhoéng oto I'ovidwo tng ApoB og
OO TPLKO a60EVI] HE TPUVOUUIVOGULRIN KoL
VTOALTIO OLpic
E. Koviapn, A. Zxovua, I. Zapkdda, A. Apayot, I
Xpovcog
HAextpovikd avaptmuévn avokoivoon, 8° ITavelivio
2uvédpto opddwv Epyaciog tng EAAnviknc Etanpeiag
ABnpockiMpwong

o H ocvoppoin ¢ I'evetikng Avaivong oty £yKuvpn
O1ayvmon TV svoMmidampi@v: Mehétn Tepintmong
2at00TEPOLILNING
E. Koéviapn, A. Xkovpa, A. Apayotn, I'. Xpovooc
H\extpovikd avaptnuévn avokoivoon, 8° ITaveAAvio
2uvedplo ouadmv Epyaciac tng EAAnvikne Etaupeiog
AOnpockinpwonc

o TI'evetukn] Baon g FH kon amotvnmt®on 100 @aopnotog
TV LDLR perarirdCemv o€ ma1owd kot EvijAkeg
Elmvikng kataymyng : Néeg maBoroyikég MeTalrhalers
E.Kovwopn, A.Xkovpa, M.ITaraddkng, B. Mapoving,
A.T'apovon, I'. Xpovcoc
[Ipopopkn avaxoivwon , 8° [MaverAinvio Zuvédplo opddwv
Epyaciag g EAAviknc Etaipeiog AOnposkinpwong

o Suggested guidelines for the diagnosis and management
of urea cycle disorders: First revision.

Haberle J, Burlina A, Chakrapani A, Dixon M,

Karall D, Lindner M, Mandel H, Martinelli D,
Pintos-Morell G', Santer R, Skouma A,

Servais A, Tal G, Rubio V, Huemer M',Dionisi-Vici C.


https://www.ncbi.nlm.nih.gov/pubmed/?term=H%C3%A4berle%20J%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Burlina%20A%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Chakrapani%20A%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Dixon%20M%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Karall%20D%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Lindner%20M%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Mandel%20H%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Martinelli%20D%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Pintos-Morell%20G%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Santer%20R%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Skouma%20A%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Servais%20A%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Tal%20G%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Rubio%20V%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Huemer%20M%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
https://www.ncbi.nlm.nih.gov/pubmed/?term=Dionisi-Vici%20C%5BAuthor%5D&cauthor=true&cauthor_uid=30982989
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J Inherit Metab Dis. 2019 Nov;42(6):1192-1230.

e Early prediction of phenotypic severity in Citrullinemia
Type 1
(Urea Cycle Disorders Consortium and European Disorders
Metabolic Intoxication Group)
Ann Clin Transl Neurol. 2019 Sep;6(9):1858-1871.

EOviko Ilpoypoppa Ipoinntikov EAEyyov Neoyvov,
Ivetitovto Yyeiog Tov Iaiowov

Anunrpiog [MAatng, Ale€dvopa HMbon, Avaotacio
Ykovpa pe cvvtoviot [avayiwtn Ikipykivodon
(muepounvia katdbeong 15 OxtwPpiov 2018)

Mutoyovoplokn eykeparondOsia Loy neTarhacemv ota
yoviore ECHS1 kot HIBCH .Epneipio 6to vocokougio
Haidwv Ayia Xogio

Baowukn ZovBehov, EdevBepio Koxkkivov, Kmotavrivog X.
AleBetlofitne, EAévn Apdikov, Katepiva
Avayvocotonodiov, Avastacio Xkovpo, Apteung ['kika,
Roser Pons (ElevBepn avaxoivoon oto ITaveldvio
Nevporoyikd Zvvédpro Adnva, 6-8 AekeuPpiov 2018)

Phenotype, treatment practice and outcome in the
cobalamin depended remethylation disorders and
MTHFR deficiency; data from the E-HOD registry(wmg
HEAOG TG opadag cvyypapémv tov E-HOD registry)(JIMD
accepted on the 17" July 2018)

«Exterapévo Neoyviko Screening: Nou 1] Oy
(Aeltio TToudratpikne KAwikng Iavemotmuiov Adnvov,
Topog 66,Tevyog 2,2016)

“Optimizing the molecular diagnosis of GALNS: novel
methods to define and characterize Morquio-A
syndrome-associated mutations.”


https://www.ncbi.nlm.nih.gov/pubmed/30982989
https://www.ncbi.nlm.nih.gov/pubmed/31469252

O
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Caciotti A, Tonin R, Rigoldi M, Ferri L, Catarzi S,
Cavicchi C,Procopio E, Donati MA, Ficcadenti A,
Fiumara A, Barone R, Garavelli L, Rocco MD,
Filocamo M,Antuzzi D, Scarpa M, Mooney SD ,
Skouma A,Bianca S, Concolino D, Casalone R, Monti E,
Pantaleo M, Giglio S, Guerrini R, Parini R, Morrone A

(Hum Mutat. 2015 Mar; 36(3):357-68).

“Coexistence of pseudohypoaldosteronism and
chololithiasis, presenting with metabolic acidosis,
dystrophy and vomiting in a neonate” K. Karavanaki, T.
Sdogou, K. Kakleas, A. Soldatou, A. Skouma, A.
Papathanasiou._(JIMD 2015,38, Suppl 1:S376)

A new case of late onset OTC presenting with
severe coagulopathy. M. Detsis, N. Manolaki, V. Karmi,
A. Malliarou, A. Skouma, E. Drogari(poster)(JIMD
proceedings,VVol.37, September 2014,S83-S84)

«DaprokevTIKN AvTineTt®@mion Owoyevoug
Yrnepyornoteporopiogy Aertio A’ Toudwarpikng KAvikng
[Tavemotuiov Abnvav; 47" Etncia Ogpoamevtikn
Evnuépmon; Topog 61, Tevyog 1,6eA: 38

Bipiio Awrpipng: Melétm tov evoobniiov  tov
ayyelov oe moudd ko gpnPovug pe Iowdwwv pe Owkoyevn
Ynepyoinoteporauioo , Ogpameic ko Zvoy€Tion UE
['evetikobg mpodabesikovg mapdyovtesy (openarchives.gr,
Hellenic national Documentation Centre)

Yovopopo Melas; meprypopn nepintoong ; A. Tkovua, A.
Aalomovriov, A. Tloamadnuntpiov, K. Zxwddag, E.
Xopokdmog; Aghtio A’ Toud1TpIkng KAwwng,
[Tavemomuo Abnvav; 2002, tedyog 49, cel. 250-254

Determination of Low Density Lipoprotein
Receptor Mutations by the wuse of Nanochip
Macroelectronic Array Technology; Proof of Principle;
E. Laios, E. Koniari, A. Skouma, A. Tsaroumi, M.
Gounaropoulou, E. Drogari, 2" Annual Scientific
Symposium, University of Athens, 2005.Printed in Eur. J.
Clin. Invest (IF 2.701),vol.35(Suppl 2), 1.
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Reye Syndrome and Inherited problems of
Metabolism; E. Drogari, N. Manolaki, E. Laiou, A.
Skouma, E. Koniari, P. Manta, S. Giouroukos, G. Chrousos,
2nd Annual Scientific Symposium, University of Athens,
2005 (poster)

Increased Arterial Media Thickness is related to
Lp(@) Levels in children heterozygous for familiar
Hypercholesterolemia; A. Skouma, K. Stamatelopoulos, P.
Voidonikola, P. Kasichti, C. Papamichael, E. Drogari ,XIV
International Symposium on Atherosclerosis, Rome, Italy,
2006.Printed in Atherosclerosis, Vol 9, Suppl.1(proceedings)

“Kapord KoL Evooyeveig Awtapayés TOV
Metafoiopov”; A. Xxkovpa, |. Tdoov, E. Apoykdpn,
onuoctevuévo  oto Pipiio tov Etnciov cepvapiov tov
Tunuatog ¢ INevetikng Tov mavemotmuiov Abnvav, 2006;
Toépog 6,0¢el: 57-76

“Merapomkés MvondOeies”; |I. Tdolov, A. Xkovpa, E.
Apoykdpmn, OMNUOGIELUEVO ot0 Pipiio Tov Etmociov
ocepvapiov tov Tunuarog g 'evetucng tov Tavemiotnpiov
Abnvav, 2007;Topog 7, oer.:119-134

Mutation screening of Autosomal Dominant
Hypercholesterolemia in Greece; E. Laios, E. Koniari, A.
Skouma, E. Drogari, 77" Congress of the European
Atherosclerosis Society, Athens 2008 (poster)

Characterisation of the Low Density Lipoprotein
Receptor Gene (LDLR) Mutations in Greek Families
with Familiar Hypercholesterolemia (FH); V. Mollaki, N.
Mavroidis, E. Laios, E. Koniari, A. O Nicola, E. Tsoutsou,
A. Skouma, E. Drogari International Symposium on
Atherosclerosis, Boston, 2009 (poster)

Identification of 6 PCSK9 SNPS in the Greek
General Population and Greek FH patients; E. Koniari,
E. Laios, A. Skouma, E. Drogari, International Symposium
on atherosclerosis, Boston, 2009 (poster)
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Fevetucn owdyvoon madrov pe Opolvyo Owkoyevi
Ynepyoimoteporoapio; B. MoArdxm, E. Adiov, II.
[Ipoywog, A. Zxovpa, E. Apoykdpn; Zuvédplo e EAAnvikn
Etapeiog ABnpookinpwone , AskéuPprog 2009,A0mva,
EXM\ddo (poster)

Owoyeviic Ymepyoinoteporapio otnv EAirada.
Néeg peralrdéerg otov eAAnviko mivBvopo; B. MoAldxm,
I1. Mpdywe, E. Toobtoov, A. Xkodpa, E. Apoykdpn;120
2VVEDSPLO ™m¢ EMnvikng Etapeiag
Autdroroyiog, Abnpookinpmwone kot  Ayyewokne NoOcov.
OxtoPprog 2009, Abmva , EALada (Poster)

Merétn tov yovidiov  PCSK9 otov EAAviKO
ain0voné pe Owoyeviy vaepyoinoteporapio. (mAoTiK)
perétn); E. Koviapn, B. MoArdkn, E. Adaiov, AO Nikora,
E. Toovtoov, A. Tkodpa, E. Apoykapn; 35° Zuvédpio g
EMnvicng  wrpwnc  Etapeiog, Mdiog 2009, A6nva,
EX\ddo.(poster)

Ov 4 mo ovyvég PeTOAAAEES TOL VTOOOYER TNG
LDL otov EMnviko IIinOvopdé pe  Owkoyewn)
Ynepyoinoteporopio; B.Moiidkn, N. Mavpoeconc, E.
Aaiov, E. Koéviapn, AO Nikoia, E. Toovtcov, A.
Toapodun, A. kovpa, E. Apoykdpn; 5° Etncio ocvvédplo
m¢ ABnpookinpwong, EAAnvikn etonpeia. AOnpocsknpwong
Bopeiov EAAGdag, Mdaptio 2009, Oeococarovikn, EALGSa
(ITpopopikn Avaxoivwon)

Molecular diagnosis of Familial
Hypercholesterolemia (FH) in Greece. Known and novel
mutations in the Low Density Lipoprotein Receptor
(LDLR) gene. V. Mollaki, P. Progias, A. Skouma, E.
Drogari;  Atherosclerosis  supp.11(2):90-91 (2010)
(proceedings)

Homozygous Familial Hypercholesterolemia (FH)
in Greece. E. Drogari, P. Progias, A. Skouma, M. Elisaf, V.
Mollaki;  Atherosclerosis  supp.  11(2) 120
(2010)(proceedings)
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Motk peréTn KMVIKOD @QUIVOTVZIOV TTULOLAOV
QPopiVv 000 Qopiémv petoirdemv Taéng I Owoyevovg
vaepyoinoteporopniog oty Erlada. A. Xkovpa, K.
Ytopatehdmovroc, B.  Moiiakn, II.  Ilpoywg, X.
[Momapyonr, E. Apoykapn. Eilnvikn  emBedpnon
Abnpookinpwong ,Topog 2, tevyog 4, Oxtdfproc-
AexéuPprog (oeh. 292)(proceedings)

In silico avaiven véov petorldie®v 6to Yovidlo
LDLR o¢ acOgeveic pe Owoyevny Yrepyyoinotepoiorpio.
B. MoAidxkn, II. Ilpoywg, A. Xxoopa, E. Apoykdpn.
EMnvum emBedpnon ABnpookinpwong, Topog 2,100 4,
OxtoPprog - Aexépupprog 201 1(oel. 252)

A pilot study on Clinical phenotype of two different Class
Il mutations in Greek Heterozygous Familial
Hypercholesterolemia  children. A. Skouma, K.
Stamatelopoulos, V. Mollaki, P. Progias, C. Papamichael, E.
Drogari; British Inherited Metabolic Disease Group Annual
Symposium.1%t International Conference on Familial
Hypercholesterolemia in children & adolescents (8-9™ June
2012) (poster)

HDL cholesterol vascular response to strict low-fat diet
in combination with statin treatment in children with
familial hypercholesterolemia. K. Stamatelopoulos, A.
Skouma, C. Papamichael, E. Drogari. British Inherited
Metabolic  Disease  Group  Annual  Symposium.1®
International Conference on Familial Hypercholesterolemia
in children & adolescents (8-9™ June 2012) (poster)

Spectrum of LDLR mutations in  Familial
Hypercholesterolemia patients in Greece. V. Mollaki, P.
Progias, A. Skouma, A. Michalopoulou, E. Drogari. 1%
International Conference on Familial Hypercholesterolemia
in children & adolescents (8-9™ June 2012) (poster)

Homozygous Familial Hypercholesterolemia in Greek
children, adolescents, and young adults. E. Drogari, P.
Progias, E. Laios, A. Skouma, A. Michalopoulou, V.
Mollaki. 1%t International Conference on Familial
Hypercholesterolemia in children & adolescents (8-9" June
2012) (poster)
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Emoetnuovikd svowaoEpovto,

Boowoc otdéyoc pov elvar n evaoyOAnon QoL pHe TN TOPOKOAOVONoN
acBevov pe Evdoyeveig Awtapoyés Metafoiiopod kabmdg Kot g
OMOTAG EQUPUOYNC TOL VEOYVIKOV ScCreening otovg oobeveic e
dovvriketovoupio kat I'odaktolopio ot Tapakorlovdnon ko Oepomeio,
Tovg Ue TN véa Béom tov €1dkov ITaudidtpov Metafoiikdv Noonudtmv
oto Ivetitovto Yyeiog tov modiov.

H ocvppetroyn pov 1660 otnv EAAnvikn etopeioa Merétng tov Evdoyevav
Awtopay®v Tov Metafolopod 660 kot Tov cuvepydtn tov European of
Inherited Metabolic Registry eAnilm va Bondnoel oty kaAdtepn ueAét
Kol OEPATEVTIKY] AVTIUETMOTIOT TOV TAPATAVE AGOEVOV.

X10 opeAdov acyonOnka Tt mTpwveég wpec oto Tunuo Metaforkmv
voonudtov g A’ Iawdwrpikrg Khvikng tov Tlavemotmuiov Adnvav
pe v mopakoAiovlnon modiwv g KAMvikhg kot tov EEmtepikav
wtpeiov pe Evdoyevelc Awatapoyéc tov MetafoAicpod , petd tnv
olokAnpwon pe Apiota ™G Awdaktopikng pov Awatpiig mov apopd
ool pe Etepdluyo Owoyevny YrepyoAnoteporaipio.

‘Exo MaPet eniong uépog oe kKhvikn perétn edong I g cuvepeuvntic yio,
™ yopnynomn YmoAmdorpikod @apudkov oe modd pe Etepolvyo
Owoyevn) Ymepyoinoteporaipio. Adym Tov €101KOV €VOLOPEPOVTOS LLOV
vy to. Metafolkd Noonquota, emioképonko kot dovieyo (Guiodn) yio
éva xpovo oto tunua Metaforik®dv Noonudtov tov Iavemomuoakov
Nocokopeiov tov Manchester ot M. Bpetavia. [Ipdxetrtarl yio ké€vrpo
avaeopds twv voonudtowv MetafoAiiocpod g Bopeiov AyyAiog pe
HEYOAN gpevvnTiKn OpacTnplotTnTe 610 Tapanave touéa.(Ileprypdom
GTNV EPYOCLOKY] OV EUTELPIR).

‘Exo eniong AdPer dwmictevon (accreditation) amd v Evpomoaikm
Etapeio ABnpookinpmwong o¢ €101kdg otnv AONpocKANpwor HETA amd
Vv mapakorovdnomn tov Ewdikod Xgpvopiov yuo v AOnpockinpwon
mov €&ywve ommv ABnva otig 14-15 OxktwPpiov tov 2016, mov elye
dopyavmbel amd TV TOpATAVE ETAPELQ.

SOUUETEO OC GLYYPOAPENS GTO TEPLOOIKO EVNUEPWONG TV YovEwY My
ITAIAI g A’ Todwrpikng Kiwvikng tov Tlavemotuiov AOnvov pe
OKOTO EVNUEPMONG TOV YOVEWV Yo emikoipa Bépato g vyelog TV
Tad®V 0TS, &vapén olatpoene, XoAnotepivny otn modwkn HAlkia,
Birtapivn D kat moudid.
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SOUPETEY® evepyd otV ekmaidevon Tov latpdv Kol ToddTPOV CE
oyéon Ue TG evooyeveic Atotapayég Tov peTafoMouod Mg

OpuMTpLa 6TIC TOPOKATO EKTUOEVTIKEG NUEPTOES:

Huepida «Kpikov Zongy Zviddyov aclevav e
KA\npovoukd Metapoikd voonuato (Abnva 13 Maiov
2019)

30 FORUM YTEIAX 2018 (ABnqva 17-18 Maptiov 2018)
(XoAnotepivn o moudd)

Inborn  Errors of Metabolism (Satellite Meeting)
(EUROMEDLAB 2017, Athens) (Presentation of
interesting cases)

49" Qepamevtikn evnuépmon g A’ Iadworpikng KAvikn
tov Ilavemotuion ABnvov oto Nocokoueio Ilaidwv
Avyia Zoopia pe 0éuo «Extetapévo Neoyvikd Screening:
Noai 1 Oy (AdMva 7 Maiov 2016)

[Ipoypappo Metamtoylakov Xmovdov tov  Tunuotog
Emotung kot Atutoroyiog-Atotpoenc tov Xoapokomeiov
[Mavemotuiov pe Bépa: «Awatapayéc tov Meataforcpon
TV YootavOpakov» (19 Anpiiiov 2016)

47" Qepamevtikny evnuépmon g A’ [odrorpucng KAvikn
tov Ilavemomuion ABnvov oto Nocokoueio Ilaidwv
Avyia Zoopio pe Oépa «DoaprakeLTIK AVTILETOTION NG
Owoyevotg Yrepyoinotepororpioey (Ava 26 Ampidiov
2014)

1" Exnandevtikn nuepida Evooyevav MetafoAitkav
voonudtov, Alotapayés LETOUROMOUOD TV OpIVOEEMV e
0éua « Extetapévo veoyviko screening »(A0nmva 9
Noguppiov 2013)

Huepida yia ™ Tvposwvaipio tomov I kot t1¢ Atatapayég
tov Kvklov g Ovpiag, «Atapoptkn Sidyveoon twv
dratapay®dv Tov kvkAov ¢ Ovpiag ko Oepamentikn
OVTILETOTLION TNGY TEPAUUOVIALUING, O10pYAvmoTn amd
mv E.EZILO.® (Ab6fva 27 Maiov 2013)

Huepida yia tig BAevvomoAvoakyaptdmoelg pe BEpa

«Awpopikn ddyvoon towv Bhevvorolvcaxyoplodsemy

Baoetl TG KAVIKNG EIKOVOG KOL TOL EPYACTNPIOVY,
dopydvoon and v E.EX.I1.0.® (Becsarovikn
11 Maoiov 2013)



ZYXTHNONTEX (REFEREES)

Ap. T'empyrog Xpovcog

Kabnyntg Hodworpiknc,

ArevBovic A’ Todrarpueny Khvikng tov IHoav/piov Abnvov
Noocoxkopeio [aidwv Ayia Xoeio

Onpov kour AeBadeiag

17



I'ovoi, ABnva 11527

EAMGda

Tel: 0030-2107467129
e-mail: chrousge@med.uoa.gr

Dr. John Walter MD FRCPCH

Consultant Paediatrician

Inherited Metabolic Disease

Willink Biochemical Genetic Unit

Genetic Medicine

Central Manchester University Hospital NHS Foundation Trust
St. Mary’s Hospital

Oxford Road

Manchester M13 9WL

Tel: 0044-161-7012137

Fax: 0044-161-7012303,e-mail:john.walter@cmft.nhs.uk

Dr. Andrew Morris

Consultant Paediatrician

Inherited Metabolic Disease
Willink Biochemical Genetic Unit
Genetic Medicine

Central Manchester University Hospital NHS Foundation Trust
St. Mary’s Hospital

Oxford Road

Manchester M13 9WL

Tel: 0044-161-7012137

Fax: 0044-161-7012303

e-mail: andrew.morris@cmft.nhs.uk

18



19



