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00nyisc mpo¢ Tou¢ ovyypaeic

To AEATIO A’ MMAIAIATPIKHZ KAINIKHZ MANENIZTHMIOY AGHNQON &k-
SideTal amd TNV OUWVUHN KAWVIKN Kal EXEL WG OTOXO TNV EVNUEPWON Kal
eMuUdPEWOoN Twv MASIATPWY, KABWE Kal TNV amoTUTWGN TOU KAIVIKOU
Kal EQELVNTIKOU £PYOU TTOU EMTENEITAL OTNV KAWVIKA 1} 0€ AAAa KEvTpa TToU
acyoAoUvTal e Tnv Lyeia Tou adLov.

la Tov okomo autd SnUOCIEVEL

1) ApBpa cuvtagng. ZUVTopa AvaoKoTIKA i} EVNUEPWTIKA ApBpa
OXETIKA pe emikaipa Bépata, véeg e€eNifelg kal oxOMa yla pyaoieg
SNUOCIEVONEVEC OTOV ENANVIKO TUTIO.

2) MPWTOTUITEG EPEVVNTIKEG EPYATIEG ] KAIVIKOEPYOAOTNPIAKES MEAE-
T€G. Exouv eNnvikn kat ayyAik mepiAnyn Kat tnv amoAUTwg amapaitntn
BiBAioypapia.

3) Avackomnoglg. ONOKANPWUEVES AVANUOELG TTAISIATPIKWY BePdTwWV.
Agv Eemepvolv TIG 15 - 25 SakTtuhoypa@nuéveg oeNISEC, £xouv ENNVIKN
Kat ayyAIknA mepiAnyn kat ot BiBAoypapikég mapamoumnég dev Eemepvolv
T1¢ 70.

4) EvS1a@£poucEeC EPIMTWOELG. AVaQEPOVTAL OE VEA 1) OTIAVIA VOOT-
HaTa TV OTTOIWV N KATAYPAP TTPOOPEPEL VEEG TTANPOPOPIES KAl YVWOELC.
‘Exouv eNAnVIKN Kat ayyAikn mepiAnygn, Tnv amoAUTtw  amapaitntn BiAIo-
ypa®ia Kat urroypd@ovTal amd To oAU TIEVTE CUYYPAPEIC.

5) Fevika B€pata mmou £x0uv ox£on e TNV Lyeia Tou TadLoU Kal Tng
OLKOY£VELAG, OTIWC Kal B€aTa TTPAKTIKNG EKMaibeuon  Kal opyavwaong
UTINPECIWV.

6) Emikaipa Oépata. ZUvtopn meplypa@r), evnUEPWON VEWV amdPewv
KQl TAOEWV O€ OUYKeKPIUEvVa Béuarta, pe BiBAoypagia.

OwumoPai\duevec epyaoiec mpémel va ouvodevovTtal and eMOTOA 0TV
omoia 6ol ol cUYYPAPEIC SNAWVOUV OTL: A) CUUPWVOUV HE TIC TTAPOUCEC
«0dnyieg MPog Toug oUYYPaYEiG», B) cuPWVOUVY va urtoBaAouv To dpBpo
autd o1o AgAtio MaSIaTPIKAG, Y) ONOL Ol GUYYPAPEIG CUUUETEIXOV OE ONEG
TIC PACEIS TNG EPYACIAC AUTAG KATA TPOTO ouolacTikd, §) To ApBpo dev
SnuoolevTnKe, oUTe Ba SNUOCIEUTE €V OAw 1) €V UEPEL OE ANNO €vTuTio,
pExpLva ohNokANpwBEi n kpion Tou oto Aghtio MabIaTPIKAG, €) Sev UTTAP)EL
oUYKPOUON CUUPEPOVTWY HETAED TWV OLYYPAPEWY 1) METAEU AUTWV Kal
AMWV 1I6pUHATWY 1 IVOTITOUTWY, 0T) OAEC Ol KAIVIKEG €pEUVEC Ba TTIPETEL
va ouvodevovtal amd ypantr SiAwon Twv ouyypagéwv 6Tl §66nkKe
TANPOPOPNHEVN OLUVAIVESN TWV HETEXOVTWY, OTTWG eMPBAAETAL amd TN
Staknpuén Tou EAaivki Tou 1975, pe Tnv avaBewpnaon tou 2000, Kabwg Kat
ot n emrpomnn apuodia yia Oéuarta latpikig HOIKNAG Tou I5pUatog 6mou
TENEOTNKE N epyaoia ENeyEe KAl EVEKPIVE TO OXETIKO TPWTOKOANO £pyaciag,
() yia melpdpata o {wa mpémel va ava@épeTal N Ayn oxeTIKAG adelag amd

TIC APHOSIEC UTINPEDIEC TOU VOOOKOEIOU, I8pUMATOC i AAANG apuddiag
Apxng Kat Ot TnpriBnkav ol apx£g TnG ¢povTidag Twv {wwv.

IYNTAZHTON KEIMENQN

To Aehtio A’ Natdiatpikig Khvikng Mavemotnuiov ABnvwv déxetal
npog Snuoaiguon Keipeva i ApOpa Ta OMoiA CUUHUOPPWVOVTAL TTPOC TIG
anartjoelg ¢ International Committee of Medical Editors (ICMJE) yia
Ta keipeva fj dpBpa mou umoBdArhovrtal yia Snpocisuon o€ Blolatpikd
neptodikd (Uniform Requirements for Manuscripts -URM - Submitted to
Biomedical Journals), pe tnv avaBewpnon tou Nogupiou Tou 2003 (www.
icmje.org).

To keipevo Slapopwvetal e SImé Staotnua kat Stapdpewaon oehidag
2,5 ekat. mavw, Katw, 5e€1d kat aploTtepd. H ypappatooeipd eivat Times New
Roman pe péyeboc ypaupatooslpdg 12. To keipevo mepthappavet: Zehida
TitAou, mepiAnYn ota ENNVIKA Kat ayyNIKd, AEEEIG eupeTnpiou, KEipEVO, V-
Xaplotiec/avapopég o eMSOTATELS - Xopnyieg, BiBMoypagia, mivakeg kat
€IKOVEG UE TOUG avTioTolyoug umoTITAOUG. KaBéva améd ta avwtépw apyilel
oe xwploTn oeAida kai ol oehibeg apiBuouvtal Sladoxikd apxifovtag amd
oehida tou Tithou. O aplBpOG kABe oeNiSag eppavileTal 0Tn Péon TOU KATW
nepBwpiov xwpic onueia oti€ng.

a) Zehida tithou

MephapBavel: Tov titho Tou ApBpou, péxpt 14 AEEEIC, GVOD KAl EMWVUHO
TWV CUYYPAPEWVY, TO EMOTNHOVIKO KEVTPO amd OTIoU TTPOEPXETAL N EpYAsia
1, ENEIPEL GUVEPYADIAG UE OUYKEKPIPEVA KEVTPA, TNV 1810TNTA TWV
OUYYPAPEWV Kal TOV TOTO Slapovng Toug, SievBuvon, TnAépwvo kal e-mail
TOU OUYYPO@EQ e TOV 000 YiveTal n aAnAoypagia.

B) NepAnYerg

‘O\eG ol epyaocieg mpemel va €xouv EAANVIKH Kal ayyAKA mepiAnyn.
H mepiAnyn ota eAAnvikd dev mpémel va Eemepva Tig 250 Aéelc.
AVaKeQPANAIWVEL TOUG OTOXOUG TNG Epyaciag, Tn peBodoloyia, Ta Kupldtepa
AMOTEAEOUATA KAl TA CUMTIEQACUATA TNG MEAETNG. ZTNV TepiAnYn ota
ayYAIKA YpA@ovTal O TITAOC TOU KEIUEVOU Kl TA OVOLATA TWV CUYYPAPEWY
Kat armodiSetal 1o meplexdpevo TG ENNVIKAG mepIAnYNG. H ayyNikr mepinyn
aKoAoUBEl To TENOC TNG ENNVIKAC TIEPIANYNG. KATw amo tnv eNANVIKN Kal
ayyAikr TepiAnYn onpeivovTal TPElG Ewg mévTe Aé€el - kKheldid (key words)
mou Ba xpnotpomoinBovv yia To OEPATIKO EVPETHPLO.

y) Keipevo
O1 MPWTATUTTIEC EPYATIEC AmOTENOUVTAL ATO TNV EICAYWYI, TO UAIKG, TN
pebodoloyia, Ta amoteléopata kal tn oulntnon. H elcaywyr 6a npénel



va EPLYPAPEL TOV OKOTO TNG HEAETNG KAl TN OXEON LLE TPONYOUUEVA
Snuooievpéveg peréTeg otov kKAASo. To UAIKO Kat n pebodoloyia Ba
TIPETEL VA €ival GUVOTITIKA, AANA OPKETA AEMTOUEPH OUTWE WOTE Va
pmmopouv va emavaineBoulv amd dAoug epeuvntég. H pebodoloyia mou
xpnotyomolifnke yla tn otatioTiki avdiuon twv Sedopévwy Ba mpémnel
emiong va meplypagetal. Ta amotehéopata Ba mpémel va meplapBdvouv
1600 Ta O€TIKA 000 KAl TA EVOEXOUEVWG APVNTIKA EUPHUOTA TNG MEAETNG,
unooTnPEI{OEVa, OTIOTE OMAITEITAL, Ao Tivakeg 1 Slaypappata. H ourtnon
Ba mpémel va GUVOYIEL TA ATTOTEAEOUATA TNG MENETNG, LIE EUPAOT OTN OXEON
TOUG € TNV apXIKI UTOOECT Kalt TIC TPONYOUEVEC QVTIOTOIXEG MENETEC. OL
OUVTOMOYPAQIEC EMITPEMOVTAL e TNV TIPoUndBeon 6Tt emavaiapfavovral
UE CUVETTELA LETA TOV APXIKO OPIOHO, TOOO GTO KUPIWG KEPEVO 600 Kal oTtnv
nepiAnYn. Omou yivetal ava@opd o€ TIHEC EPYAOTNPIOKWY EEETACEWY,
autéc Ba mpémet va ekppalovtal oto AleBvég Zotnua Movadwv (Sl Units)
Kal oTo PETPIKO (Conventional - Zupatikd) ZVotnua péca og mapévoeon.
Mivakeg petatpormc mephapBavovtarl otig SieuBuvoelc: http://www.icmije.
org kat http://www.icmje.org/icmje.pdf.

6) Euxapiotieg
AmneuBUvovTal TTPOG OGOUG £X0UV 0UCIAOTIKA CUUPBANEL 0N Sie€aywyr} TG
MENETNG.

€) BIBAIOYPA@IKEG TAPATTIOUTTEG

O1 BIBAMOYPUPIKEC TIAPATIOUTTEG AVAPEPOVTAL OTO KEIUEVO [E apafIKoUg
apiBuoug og ekBETN TPV TV TeNeia (.. umodoxéac'.) kat' avovta apilBuo pe
Tn oglpd mou eppavifovral Xtn BiAoypagia avaypapovTal ol TOPATOUIEG
ME TN O€lpd Kat apiBunon mou pgavifovtal oTo Keipevo. AkodouBouvTal ot
anatioelg Tne International Committee of Medical Journal Editors (ICMJE)
yla ta Xelpdypaga mou umofdAhovral yia dnuoacicuon o€ Blo-latpika
neplodika (Uniform Requirements for Manuscripts - URM - Submitted to
Biomedical Journals) -mpwnv cuotnpa Vancouver.

Napadeiypara BIBAIOYPAPIKWV TAPATIOUTTIWV:

I. Mepiodikd

Av ol cuyypageic eivat éwg 6 avaypdgovtal OAol, av gival EMTA ) TEPIOCO-
Tepol avaypdagovTal ol mpwTtol £ katmpooTiBetat et al. (i kat ouv.). To dvopua
Tou MEPLOSIKOU aVAYPAPETAL CUVTETUNUEVO, XWPIG va Baloupe onpeia oTi-
Eewc 010 KABE oUVOETIKO (.. J Pediatr 2003 ) N Engl J Med 2005). H ouvTun-
on Twv MEPLOSIKWV YiVETal e BAon TO TWE Eival EMIONA KATAXWPNUEVO TO
nieplodikd oto Pubmed kat dx1 auBaipeta.

TakTikn ékdoon meplodikov:

Kawabata T, Ogino T, Awai M. Protective effects of glutathione against
lipid peroxidation in chronically iron loaded mice. Biochim Biophys Acta
1988;1004:89-94.

ZupmAnpwHATIKG TEUXOG MEPLOSIKOU:

Llach F. Para - thyroidectomy in chronic renal failure: Indications, surgical
approach and the use of calcitriol. Kidney Int 1990;38(29 suppl):562-568.

Xwpic ouyypagéa:

Coffee drinking and cancer of the pancreas (editorial). BMJ 1981,283:628.

Mpoadiopiopog Tumov apbpou:

Schreiner GF, Lange L. Ethanol modulation of macrophage influxin glome-

rulomephritis (abstract). Am Soc Nephrol 1991;2:562. Spargo PM, Manners

JM. DDAVP and open heart surgery (letter). Anaesthesia 1989;44:363-364.

II. BiBAia

Kepdahaio oz BifAio:

Schuster V. Renal clearance. In: Seldin DW, Giebich G, editors. The kidney:
physiology and pathophysiolody. 2nd ed. New York: Raven Press; 1992. p.
943-978.

ZUyypaupa n povoypagio:

Gorlin RJ, Cohen MM, Levin LS. Syndromes of the head and neck. 3rd ed.
New York: Oxford University Press. 1990.

Anpocigvon g TOHO MPAKTIKWV:

Bauer AW. The two definitions of bacterial resistance. In: Smith AJ, Rog-
ers CA, editors. Proceedings of the Third International Congress of Chemo-
therapy; 1962 May 29 - 31; New York: International Society of Chemothera-
py; 1963. p. 484-500.

Mdaktopikn Siatpipn:

Vourssef NM. School adjustment of children with congenital heart disease
(dissertation). Pittsburg (PA) Univ of Pittsburg, 1998.

lll. HAekTpovikég Tmyéc

‘Eyypago and iotocehida:

Royal College of General Practitioners. The primary health care team.RCGP
website 2003 [cited 2004 Sep 22]; Available from: URL: http://www.rcgp.org.
uk/ information/publications/information/PDFInfo/21_ OCT_03.pdf

‘Eyypaqo o€ NAEKTPOVIKI HOPPI:

Drasin, Todd, Dutson, Erik and Gracia, Carlos. Use of a robotic system
as surgical first assistant in advanced laparoscopic surgery. Journal of the
American College of Surgeons, 199(3) [online]. Available from: http:// www.
sciencedirect.com/science/article/B6T91 - 4D4JGYH - 3/2/325a8fdeac-
be909ee940a8f4c429104b [accessed 2004 Sep 22].

o) Mivakeg Kat EIKOVEC

Ot mivakeg va éxouv SIMAG Slaotnpa otoixnong Kal va apléuouvtal
pe apafikol¢ aplOuolg Ue Tn oglpd mou ep@avifovtal 0To KEiUEVO.
MepihapBdvouv BpaxL Titho, kabBwg kat eme€riynon OAwv Twv CUVTUACEWV
OTO KATW PEPOG (T.X., apTnplakn mieon Kat 0xt Al). Na amogevyovtal ot
KABeTEC ypappég. Ta oxrpata, Ta S1aypAappaTa, ol QuToypapieg, Ol XAPTEGKI
omoloSATOTE AAO ATTEIKOVIOTIKS UAIKO XapaKTnpi{ovTal wg EIKOve; Ba mpémel
va €ival apioTng moLOTNTAG, UE LOPPT) PWTOYPAPLWV 1 KOL TIPWTOTUTTIWV.

YMNOBOAH KEIMENQN

To Aehtio A’ Mablatpikng KAvikng Mavemotnuiov ABnvwv Ba okeptei
v mBavdtnta Snuocisuong kAbe epyaciag, pe Tnv mpoumobeon 6Tt To
unoBaMGEVO UNIKO avTamoKpiveTal oTIC TpoavagepBeioes amaITHOEIG
S1a0@ANONC OLOTNTAC Kall 00NYieg TPOG CUYYPAPEIC, apou umoPAnBei mpog
Kpion o€ dVo e€WTEPIKOUC KPITEC, OL OTTo0L EMAEYOVTAL OO TN ZUVTOKTIKH
Emtporr. H opdda Zuvtaéne Slatnpeito Sikaiwpa mapépuBaonc kai Betiwong
TWV EQYACIWV O& BEUATA YPAUMOATIKAC KAl lop@oToinonc.

Ot epyaaieg mou umofarlovtal mpog Kpion yia éno-
oiguon va amooTtéAovTal otnv NAekTpovIKN dievbuvaon
annalsofclinicalpediatrics@gmail.com



Instructions to authors

The Annals of Clinical Pediatrics of the University of Athens is the offi-
cial journal of the First Department of Pediatrics of the Medical School of
the National and Kapodistrian University of Athens. Its primary goal is to
publish a number of original articles related to clinical and basic research
being held by the First Department of Pediatrics of the National and Ka-
podistrian University of Athens or by other Pediatric Centers in order to
provide constant information and training to pediatricians and to those
interested in child’s health. For this reason, the Annals of Clinical Pediat-
rics of the University of Athens will accept and publish articles related to:

1) Editorial Comments. Short review or informative articles concern-
ing scientific progress, news or commentaries on already published
articles.

2) Original Research Findings. These articles should always include
a short summary both in English and Greek, as well as the appropriate
references.

3) Review Articles. Review articles include complete comprehensive
contemporary articles, updated information or articles devoted toinno-
vative new areas of development. The number of pages should not ex-
ceed 15 - 20 and a short summary in both Greek and English should be
included. References should be limited to a maximum of 70.

4) Puzzling Cases. Rare or undiagnosed cases or cases in which the
final diagnosis was unexpected. A short summary should be included in
both Greek and English and the appropriate references and should be
signed by no more than 5 authors.

5) General topics concerning child and family health. The Editorial
Committee also attaches great importance to subjects relating to con-
tinuing medical education, the implementation of guidelines and cost
effectiveness in pediatrics.
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XAIPETIZMOX

Ayarnntoi ZuvadeAgol,

Onwc éAot yvwpilete, n A Maidiatpikry KAiviki tne latpikric ZxoAri¢ tou EOvikou kat Ka-
modiotplakoU Mavemotnuiov ABnvawyv mou edpaletal oto Noookoueio lMaidwy «H Ayia
Zogpla» eival n apxaiétepn kat pueyaAutepn Mavemotnuiakn Maidiatpikry KAvikn tne
xwpag. HA’ Maibatpikry KAwvikn, umd ™ AisbBuvon tou agiuvnotou kabnyntri NikoAdou
Matoaviwtn eykatviaos 1o 1968 1ic OEPATEYTIKEX ENHMEPQZXEIX, uia emotnuovikni
ekdnAwon mou edpatwbnke kai ayanrinke amd kdbe EAAnva Maidiatpo. Ot OEPATEY-
TIKEX ENHMEPQXEIX ouveyiotnkav kai urtd Thv SiebBuvon twv dAAwv StevBuvtwv tng
KAwvikri kai eivat mAéov Beoudc. Aaufdvouv xwpa kdbe xpdvo 1o ZafBatokipiako Tou
Owud, auéowc UETA TIC E0PTAOTIKEC NUEPEC Tou [Tdoxa. H emotnuovikn auth ekbnAwaon
Aéyw NG moAUmAgupng mpoddou otnv lNaidlatpikry UmAoUTIOTNKE Ta TeEAEUTAla XpdvIia
ue éva Emotnuoviké Suuméoto 1bikol evdiapépovtog mou AauBdvel xwpa 1o mpwi Tou
2afBdrou kai amrookomel 0TV evnuépwan twv lMNaididtpwv oe kamoia €1dIKA [VwoTikAd
Avtikeiueva tne Naidiatpiknc. Oétoc to Zuumoéoio eivai apiepwuévo otnv Kadorion Mai-
Siatpikn Aiuatodoyia, otnv lNaidiatpikr) Nevupodoyia kai tnv Avarrtuiodoyia, TOUEic TG
Maibiatpikric ue 1dlaitepo evéiapépov yia kabe maidiatpo.

Détog, UETA TNV Apon TwV UETPWY AdYw TG mapeABouoac mavénuiac, n 56n OEPATEY-
TIKH ENHMEPQZXH opyavwvetai mAéov Ue QUOIKN mapouoia woTe va urrdpéel -Onmw¢
maAid- n duvardétnta aAinAemidpaonc ueta SAwv Twv maididtpwy Kai n xapad tne dia
{wonc emkovwviag mou Téoo oTepnOrikaue 6Aol Adyw tng mavdnuiag.

H 56n Oepansvtiki Evnuépwon 6a mpayuatomoinBei oto AugiBéarpo «A. MHTPO-
MOYAOZX» tou AlBvoug Zuvebdpiakou Kévtpou tou Meydpou Mouaoikiic ABnvav.
Koatdue tv mapddoon kai 6a cuvavtnBouue ue avoiéiatikn diabeon, To ZafBatokupiako
ToU Owud, otic 22-23 Anipidiov 2023.

I81aitepn mpdéokAnon ameuBuvetal otoug véouc uag maididtpouc mou Ba kpatrioouv ota
Xépla TOUG TNV vyeia Twv maIdIwV TG xweag uac!

Me 11 Bepudtepec pou Euxéc yia Yyeia kal Eunuepia!
Ka@nyntpia Xpiotiva Kavaka-Gantenbein, MD, PhD, FMH (CH)

-

—
orsrnn %
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KaBnyntpia-Aisu8ovipia
A’ Maibiatpikric KAiviknic
latpikng 2xoArig
EBvikoU & KammodiotplakoU lNavemotnuiov ABnvwv
Noookoueio lNaidwv «H ATA Z0QIA»
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Etaipeia KAPKINAKI

Natasha Clive - Bpékoot, [1p6edpo¢ A.X. SWHATEIO «AVTIHETWTTION
Maidikov Tpavpatog»
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H eménpuioloyia Twv holpwéewv otnv emoxr HeTd TRV mavénuia
A. Miyoc¢

AlayvwoTikég péBodot AolpwEewv. Opbny atlohdynon amd tov MNaidiatpo
E. Mnétoa
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M. Névn
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[TEPIAHYH

OtmoAamAé ekONAwOEL
Twv Tehopepomadeiwy

KAeovikn Poka
Mavemotnpiakr Oykohoyikn Apatoloyikri Movada, A’ Maidiatpikn KAvikn latpikrg Xxohrig E.K.IM.A,
Noookopeio Maidwv «H Ayia Zogiax, MARpec Méhog Tou Eupwmaikou Aiktuou Avagopdg GENTURIS

Ol tehopepondBeleg 11 Slatapaxé TG PBloroyiag
TWV TEAOHEPWY ATTOTEAOLV OUAdA VOO UATWY TToU
TpoKaAoUVTAl ATd YEVETIKEC TTaparayég mou Ola-
TAPACOOLY TOV UNXAVIOUO CLVTIAPENONG TWV TENO-
HEPWV.

ExTOC amd tn ouyyevr) SUCKEPATWON, TTOU Eival N
TIPWTN TTEQIYPAPEICA TEAOLIEPOTIADELQ, Ol AODEVEIG
eivat duvatd va mapouctalouv 1810mabry mVeLUO-
VIKA (vwaon, HUENKN avemdpKela, NTaTikh ivwon
TTPWIHO YKPIAPIoUA HOAIWY JEUOVWUEVA 1 KAl OE
ouvduacouo. EmmAéov, eival duvatd va mapouaid-
Couv auénuévo Kivuvo avamtuéng CUYKEKPIUEVWY
UMWy KakonBelag. Ot KMVIKEG eEKONAWOELG TwV Te-
NopepomaBeliv  mapouoldlouy UEYAAN ETEQOYE-

VEIO Kal gival duvatod va Slagépouy and acbevr o
aoBevr| akOUN g PEAN Kal TNC (81ag OIKOYEVELAC,

Ol oUYXPOVEC €EENEEIC OTIC TEXVIKEC PETPNONG TOU
HAKOUC TWV TEAOHEPWV BEATIWOAV TNV avayvwplon
Twv aoBevwyv Ue SlaTapayé tng BloAoyiag Toug, emé-
TPEYAV TN AEMTOUEPEQTEPN LEAETN TWV CUVOPOUWY
Bpaxéwv Tehopepwy, evw mpdopata avédel&av Tnv
Umapén Kal cUVOPOUWY UAKPWY TEAOLEQWV.

H mapovoa avaokomnnon emKEVTIPWVETAL OTNV TIE-
pyPa®r Tou PACHATOC TWV KAIVIKWOV eKSNAWCEWY
TWV TEAOUEPOTIABEIWY KABWC KAl TWV UTTOKE(EVWY
HUNXAVIOUWY TIPOKEIEVOU va auénBel n umoyia
oTOV KAIVIKO TtatdiaTpo.

AEZEIX EYPETHPIOY: TeAopepH|, MKOG TEAOLEP WV, TEAOEPOTTADELEC,

Siarapayég tng roloyiag Twv TeEAOUEPWV, CUYYEVIG SuoKEpATWON

Eicaywyn

H mpwtn mapatripnon 6Tl Ta «GTTACHEVO» XPWHOOW-
pata mapouactalouv actabela Kat taon ya dSnuioupyia
avadiata&ewv Kal ouvtriéewy, o€ avtiBeon e Ta dkpa
Toug movu apouctalouv oTabepdTNTA, €yIve POAIG TNV
Sekaetia Tou 1930 amd toug H.Muller kat B.McClintock.
MdaAiota, o Muller xpnoIpOTOIOVTAG TIC ENANVIKEG AE-

YnevOuvn emkolvwviag
K\eovikn Poka, MD,PhD, Maid{atpoc, Empeirtpia A'ELY,
Email: kleonikiroka@hotmail.com, nikiroka@med.uoa.gr

8

EEIC «TENOC KAl «UEPOGH, EICNYAYE YA TTIPWTN POPA TOV
OPO «TENOUEPEC» TIPOKEIUEVOU VA TIEPIYPAYPEL T AKPA
TWV XPWHOOWUATWY XWPIG wWOTOCO N HOPIaKn @UoN
Tou TeNopEePOUG va gival ToTe yvwot.3

To 1961, o Hayflick pe Ta meipduatd tou anédeiée ot
Ta avBpwriva eufpuika KUTTApaA gixav évav HEYIOTO
duvnTikd apBuéd 50-60 KuTttapikwv Slaipécswy, TTEpa
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amdé Tov omoio otapatoucav va moAlamAacidlovtal
KAl UETETIITAV O€ KATAOTAON YRPAVONG. 2T MEIpAa-
Ta AuTtda PAvnKe €miong OTL Ta KUTTAPA TTOU amoyuxo-
vtav Slatnpoloav 0TV «UVrN» Toug To eminedo Tng
KUTTAPIKNG Slaipeong mmou BpiokovTav mponyoupévwe
Kal ouvéxllav va Slaipouvtal pévo PEXPL €va TTPOKa-
Boplopévo péyloTo 6plo, To omoio €kToTe ovouddetal
kal «6plo Hayflick». Ta euprjpata autd tou Hayflick
avéotpePav TNV PEXPL ToTe Bewpia Tou Carrel o1l Ta
KUTTapa eival abavata kal Stabétouv Tnyv IkavéTnTa va
moAMamnactalovtal em’ adplotov.?

3116 apxég Tou 1970, ot Watson kat Olovnikow mapa-
TAPNOQV TNV ACUMMETPIO OTNV AVTLypaA@r] TOU YPOWUL-
koU DNA kat diatunwoav Ti¢ Bswpieg Tou mpoPArua-
TOG TNG TTPOOTACIAG KAl TNG AVTILYPAPNG TWV TENKWY
aKPWV.5 9

To 1978, ot Blackburn kat Gall, avakdAupav tnv DNA
aMnMouyia oto mpwtdlwo Tetrahymena Thermophila
Kal HEPIKA Xpovia apyotepa, ol Blackburn kat Greider
Samiotwoav v umapén Tng TeAopePAoNnC, HIag TeA-
KNG TPAVOQEPACNG TIOU EMIETPETTE TNV TTPOCONKN ETa-
vahappavopevwy aAAnhouxiwv ota Akpa Twv XPWHo-
oWHATWV.7?

YAUEpa TEPIOCOTEPEC amd 35000 ONUOCIEVCELG
€Xouv dNUOCIEVUTE OXETIKA PE Ta TENOPEPT, TN Broloyia
TOUG, TNV CUOXETION TOUG PE TNV NAKIa oANA Kat TTAR-
Bo¢ voonudatwv otov avBpwro.

Baoikég évvoleg otn Bloloyia TwV TEAOHEPWV

Ta telopepn €ival pun onUATOOOTOUUEVA VOUKAE-
OTIPWTEIVIKA OUUTAEYUATA, TA OToid KOAUTITOUV T
akpa kabe Bpayiova Twv YPAUMIKWV XPWHOCWUATWY
OTA EUKAPUWTIKA KUTTOPA Kal 0 PONOG Toug Bewpeital
Kpiolwog yia tnv Slatipnon tng XPWHOOWHIKAG oTa-
BepoTNTaC. ZTOV AVvOpWTIO Ta TEAOUEPN XapaKTnpilo-
vtal and enmavajpelg Tng aAnlouxiag TTAGGG. Av
Sev ummpxav Ta TEAOUEPN, PETA amd KABE KUTTAPIKN
Slaipeon Ba uTNPXE AMTWAELD YEVETIKWY TTANPOQOPLWV
(Eikova 1).09

Y& KABe kutTaPIKN Slaipeon, TO UNKOC TWV TENOUE-
PWV HIKpaivel katd mepimou 50-200bp kat n Ppedyuv-
on auth Ue Ta péxplg otiyung dedopéva dev @aivetal
va odnyei o€ amWAEla YEVETIKWY TTANpo@oplwy. Otav
Ta TENOMEPT POBACOUV OE £va KPIOIUo URKOC TTEPITTOU
4 kbp, Ta kUTTapa dgv pmopouv mAéov va Slaipefolv

Kal JeTaminmtouv o€ yfipavon n anontwon. “"Ta Su-
OAEITOUPYIKA TEAOUEPT EVEPYOTIOIOUV TOV KATAPPAKTN
emd16pBwong tng PA&BNG DNA, odnyouv ta kuttapa
o€ ynpavon Kat oxetifovtal e yeveTikn aotdBeia.n

Baoikég GOUEC TTOU CUUUETEXOUV GTOUG NXAVICOUG
OLVTAPNONG TWV TEAOUIEPWV €ival:

. To oUpumAeypa TnG TEAOREPAONG: TTPOKELTAL
yla HEYANO PIBOVOUKAEOTIPWTEIVIKO GUUTTAEYUQ, UTTED-
Buvo yla tn MPoodeuTIKA oUVOEDN TWV EMAVAANTITIKWV
DNA aMnlouxiwv TTAGGG oTa AKpa TWV TEAOUEPWV.
Anoteheital and:

1. Mia  avdotpopn  TpPOAVOKPITTACH,
telomerase reverse transcriptase (hTERT)

2. pia RNA cuviotwoa (TERC) kat

3. €101KEC yla KABe €ibo¢ oxeTI{Opeve BondnTi-
Ké¢ mpwreiveg (my Suokepivn) (Eikdva 1).

Ta enimeda Tng Tehopepaong Stapépouv katd tn Oi-
dpkela NG Cwng, gival avénuéva Katd tnv guPpuikn
{wn Kat uTToXWPOUV PETA TN Yévvnon. npelwvetal Og,
OTL N ékPpaon TNG TEAopePAONC HETA TN yévvnon Tie-
plopiletal ota yevvntikd KUTTAPQ, Ta BAacTokUTTOpA
KOl TOUG AUEOOUG TIPOYOVOUG QUTWV TWV KUTTApWY,
&nAadn ta evepyomoinuéva T KUTTAPA Kal HOVOKUT-
Tapa. OAa ta dAAa €idn KuTtdpwy, gite ekppdlouv TNV
TeNopepAon o€ MOAU xapnAd emimeda, eite oteEpOLVTAL
MARPWC SpAcTNEIOTNTAC TNG TEAOUEPAONC. 2TNV MEPI-
TITWON Tou N TEhouepAon apxioel va unepekppaletal,
TOTE Ta KUTTAPA Kabiotavtal «<afdvatar 1 KapKivika.?

¢ To mpwteiviké ocupmAeypa Shelterin: nmpoota-
TeVEL TN Sopn Tou TeEAopEPOUC, cuvdéetal oto DNA tou
TENOUEPOUC Kal AsrToupyel wg Slapecorapntic otnv
oUVOEDN TNC TEAOUEPACNC OTO TEAOUEPEC. ATTOTENEITAL
amno 6 SlaKPITOUC TIPWTEIVIKOUG TTAPAYOVTEC KAl GUYKE-
Kplpéva amd tov Telomeric Repeat Binding Factor 1
(TRF1), Tov Telomeric Repeat Binding Factor 2 (TRF2),
Repressor Activator Protein 1 (RAP1), Tov Interacting
Nuclear Factor 2 (TIN2), tov Protector of Telomeres 1
(POT1) kaBwg kat Tov POT1-TIN2 organizing protein
(TPP1).1®

o XIyxeri{Opevo ovpmAeypa cival emiong To CST,
Tou amoTeAeital amd 3 otolxeia: To conserved telomere
protection component 1 (CTC1), To suppressor of cdc
thirteen 1 (STN1), kat to telomeric pathway with STN1
(TENT). To oupmieypa CST OUMUETEXEL OTNV TTPOPU-
Aa€n tTwv tehopepwy, aMNAEeMSPA e TO CUUTAEYUA

™mv
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niVGKGC 1. MEIZONA KAI EAAXIZTA KAINIKA KPITHPIA T1A TH AIATNQSH THE SYTTENOYS AYSKEPATQSHS.
(ADOPTED FROM DOKAL ET AL,2015)

KAiviko xapaktnptotiké/avwpalia % ac0evwv
Meilova/kipla XapaKtnpioTikd

Melayxpwon Sépuatog 89
Ovuxoduactpopia 88
Muelikr avemdpkela 85,5
NeukomAakia 78
AANa avayvwploHEVA XAPAKTNPICTIKA

Aakpuppola 30,5
MaBnotakég Suokoliec/ AlavonTikn kabuotépnon/ 25,4
Mvevpovikn véooc/ivwon 20,3
Kovto avdotnua 19,5
Exkoeonuacpévn tepndéva 16,9
2TEVWON 0lo0PAYoU 16,9
Mpwiun anwA&ld LOAWOV/TTPWIHOo YKPI(Aplopa palwv/apatéc BAepapideg 16,1
Yrepidpwoia 15,3
Kakorifeia (Xupmayeic oykol/O&gig puehoyevig Aevxatpia) 9,8
Evéountpla kabuotépnon avantuéng 7,6
Hmatikr voooc/ Memtiko €Akog/ eviepomndbela 73
Ataia/Mapeyke@ahidikn umomiacia 6,8
Ymoyovadiopdc/kpupopyia 5,9
Mikpoke@ahia 59
>tévwon oupnBpag/dipwon 51
Ooteondpwaon/aonmin VEKpwon/oKoAiwon 51
Kwewon 0.8
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CST
complex
TEN1
Sheilterin Telomerase
complex complex
RAPY PRI NHP2
< i."3‘1»91'
Nz ) POT1 TCapy NOP10
GART
TRF2/ \ TRF? TERT DKC
3
iGTTAGGG TERC
AATCCCAATCCC )
o
RTELY PARN

Created with BioRender.com

Eikéva 1. >xnuatikrj mapouaoiaon tedouepous (aplotepd), tov ouumAéyuartoc Shelterin (uéon), Tov ouumAéyuatog Tng

Tedouepaonc (8e€1a) kabwc kai Tov cuumAéyuatog CST (dvw)

Roka K, Solomou E, Kattamis A, Stiakaki E. Telomere biology disorders: from dyskeratosis congenita and beyond.
Postgrad Med J. 2024 Nov 22;100(1190):879-889. doi: 10.1093/postmj/qgae102. PMID: 39197110.

TRF2: Telomeric Repeat Binding TERT: Telomerase Reverse transcrip- member 3

Factor2 tase catalytic component TCAB1: Telomerase Cajal body
RAP1:TRF2, Repressor/ Activator TERC: RNA component protein 1

Protein 1 DKC:Dyskerin CTC1: Telomere protection compo-
TIN2:Interacting Nuclear Factor 2 NHP2: Nuclear Protein Family A, nent 1

POT1:Protector of Telomeres 1 member 2

TPP1: POT1-TIN2 organizing protein

Shelterin kai puBuilel TNV MpdoPacn NG TEAOUEPATNC
OTO TENOUEPEC. TENOG, paiveTal va avaoTENNEL TV Spd-
on TNG TEAOUEPAONG ATTOTPEMOVTAG TNV LTTEPPBOAIKA
£KTOON TWV TEAOUEPWV. M

MRKo¢ TEAOHEPWV Kal TAPAYOVTEG S1apopPwong
To pnko¢ Twv Tedopepwv (telomere length, TL) ma-

NOP10: Nuclear Protein Family A,

STN1: suppressor of cdc thirteen 1
TEN1: telomeric pathway with STN1

pouclAlel EUPOC PE AVWTEPA KAl KATWTEPA PUCLONOY!I-
KA 0pla mou Slagépouv avahoya pe Tnv nAikia. " Toco
10 TL aAAd& kat o pubudg peiwong tou TL (telomere
attrition) petafailovtal katd t didpkela TG {wNG
(Elova 2). Tuykekpipéva, to TL mapouoiddlel pia pa-
ydaia peiwon g taéng Twv 270bp etnoiwg and tnv
yévvnon péxpl Kat TNV nAkia Twv 4 etwv. AKoAouBei

11



Ashtio

A Madatpik Khvikn Me

TOMOZ 73, TEYXOZ 3, 2023 - 56n MNAIAIATPIKH ©OEPATEYTIKH ENHMEPQZH

”iV(lK(l( 2. AIATAPAXEZ THE BIOAOTIAZ TQN TEAOMEPQN KAl SXETIZOMENA FONIAIA
TUyvSpopa Bpaxéwv TEAOPEPWV
Fovidio MNpwrteivn Tomog kKAnpovopikétnTag | avétumog Tuyvotnta
DKC1 Dyskerin XLR DC, HHS, IPF 16% TOU CUVOAOUL
22% Ttwv AppevWV

TERT hTERT AD DC,AA,IPFLD,MDS, AML | 23.5%

AR HHS 1%
TERC kwoikomolethTR RNA | AD DC,AA,IPFLD,MDS, AML | 15%
RTEL1 RTEL1 AD IPF, AA, LD, DC 14.5%

AR DC, HHS 7.5%
TINF2 TIN2 AD DC, HHS, RS, IPF 12.5%
CTC1 cTC1 AR DC, CP 3%
PARN PARN AD IPF 2%

AR DC, HHS 2%
WRAP53 TCAB1 AR DC, HHS 1.5%
ACD TPP1 AD AA 1%

AR HHS 0.5%
DCLRE1B | Apollo AR DC, HHS MoAU onavia
MDM4 MDM4 AD AA, HNSCC MoAU omavia
NAF1 NAF1 AD IPF, LD, MDS MoAU omavia
NHP2 NHP2 AR DC MoAU onavia
NOP10 NOP10 AR DC MoAU omavia
NPM1 NPM1 AD DC MoAU omavia
POT1 POT1 AR cp MoAU cravia
RPA1 RPA1 AD DC MoAU onavia
STN1 STN1 AR Ccp MoAU omavia
USB1 USB1 AR PN, RTS N/A
ZCCHC8 ZCCHC8 AD PF MoAU omavia
ZUVSPOA HOKPWV TEAOLEPWV
Gene Protein Type of inheritance Phenotype Frequency
ACD TPP1 AD, AR MeAavwpa N/A
TERT TERT AD MeAdvwpa N/A
TINF2 TIN2 AD MeAavwpa N/A
POT1 POT1 AD peNavwua, CLL N/A
TERF2IP RAP1 AD pedavwua, CLL N/A

XLR:ouAooUvSeTog UTOAEImGLEVOC
TUMTOC KANPOVOUIKOTNTAG

AD: autoowuaTIKOG EMMIKPATNTIKOG
TUMTOC KANPOVOUIKOTNTAG
AR:QUTOOWUATIKOC UTTOAETTOEVOC
TUMTOC KANPOVOUIKOTNTAG
DC:ouyyevric buokepdtwon

HHS: Hoyeraal Hreidarrson syndrome
IPF: 1610mabri¢ mveupovikn ivwon

AA: amAaoTiki avaiuia

LD: iiveupovikn vooog

MDS: uverobuomnAactiké ovvdpouo
AML: oeia puvelroyevric Acuxaiuia

RS: Revesz syndrome

CP: Coats Plus syndrome

HNSCC: Head and neck squamous cell
carcinoma

PN: mmoikiA6Sepua e oubetepomevia
RTS: Rothmund-Thomson syndrome
CLL: xpovia AeupokutTapiki
Aeuyaiuia
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Eikova 2. To urikog Twv TEAOUEPWV TTapouatdlel éva QUOIOAOYIKS EUPOG UE QVWTEPA KAl KATWTEPA Opia avaloya
e TNV nAikia. O puBudc ugiwong Tou urkoug Twv teAouepwv Sev givar idiog katd ™ didpkeia tne (wrig. Eivai
onuavTIka ueyaAltepog katd 1a 4 mpwta £tn ¢ (wric, akoAouBel uia mepiodo¢ oxeTIKC oTabepomoinonc uéxpt
NV evnAikiwon kat otn ouvéxeia mapouaotd{el oxeTikd otabepd pubuéd peiwong tng T1aéng Twv 50bp eTnoiwg.

(Adopted from Armanios et al.)

Hia epiodog péxpt Kat Tnv veapr eviAikn (wrj, 61mou To
TL mapouclalel OXETIKN 0TAOEPOTNTA KAl OTN CUVEXELQ
onuewwvetal Babuiaia peiwon pe pubuo mepimou 50bp
€Tnoiwg katd TNV eviAikn {wn."®Qotdoo, evtinwon
TIPOKAAEL TO yeyovd¢ 0TI unépynpol avw Twv 100 eTwv
mapouctalouv avénon TOu PAKOUG TWV TEAOUEPWV
Katd 59 + 25bp eTnoiwg ot avdpeg kat katd 48 + 11bp
€TnNoiwg o1 yuvaikec.""TéNog, onuelwveTal 6Tl CUUPW-
Va PE PENETECG, TA TTPOWPA VEOYVA TTAPOUGCIAlOLV HeYa-
AUTepO TL OUYKPITIKA PE Ta TEAEIOUNVA KATd TO Xpdvo
¢ yévvnong, Slagopd mou mavel va mapatnpeital
METd Tov 1° xpdvo (w1

To UAKOG TwV TEAOPEPWV EKTOC ammd TNV NAIKia, gai-

VETAl va ennpealetal and mAnBog mapaydvtwy mou
mepIAAUPBAVOUV: EVOOYEVEIG TTAPAYOVTEG TIOU EMMNPEA-
Couv 10 TL, evdoyeveic mapdyovteg mou ennpedlouv 1o
PUBUO peiwong Tou TL kKabwg kal e€wyeveic/mepiBai-
AovTikoU¢ mapdyovtec. To TL Teivel va gival peyaluTtepo
OTIG YUVAIKEG KAl 0TOUG AQPOAMEPIKAVOUC, KABWE Kal
o€ maidld yovéwv peyaAuTtepng nAikiac. To 2022, n pe-
Aétn Twv Schneider etal, og 472432 Ayyhouc é¢1€e oL
N OUVOAIKN BvnToTnTa aufAvetal OTATIOTIKA oNUAVTI-
KA avd otaBepd amdkAiong (SD) peiwong Tou PAKouG
Twv teEhopepwv (HR:1,12, 95% Cl:1,10-1,13) Kat pgavi-
(€1 ONUAVTIKY] CUOXETION L€ CUYKEKPIUEVA «VOOLATA
@Bopdac» my.mveupovomdbela, kapdlayyelakn 1 Nmati-
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50%
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Eikéva 3. Qaivétumog ouvépduwy Bpaxéwv teAouspwv avdroya pe tnv nAikia epupaviong (Adopted from Armanios M.

2022)

K voco.M 18 19EEwyeveic mapdyovteg ou emnpedlouv
TO MAKOG TWV TENOUEPWV gival TO KATIVIOHQ, N TIOXU-
oapkia kat To peTaolikd oUvdpopo, n aktivoPohia,
N KATavaAwon KAmvou Kal aAKoOA, N Xxpovia GAeypovi
KaBw¢ Kat To stress.?%

Téhog, yevetikég Slatapayég oe yovidla mou data-
PACOOUV TOU PNXAVIOUOUC OUVTAPNONG TWV TENOLE-
pwv, emnpedlouv To MAKOCG TOUC Kat gival umevBuva
yla TV €kdAwon vVoonuATwy Tou Eival YVWwoTd w¢
TehopepomaOeieg 1 wg Slatapaxég Tng Blodoyiag Twv
TENOUEPWV.

Telopeponadeieg-Alatapayég Tng Broloyiag Twv
TEAOPEPWV

Mpokeital ya etepoyevy opdda voonudtwy mou
TPOKANOUVTAL aTO YEVETIKEG UETOMAEEIG og yovidla
mou oxetiCovtal e To CUOTNIA CUVTHPNONG TWV TENO-
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pepwv. @22 O1 aoBeveiq pe datapaxég Tng Plohoyiag
Twv tTeEhopepwv (Telomere biology disorders, TBDs) ma-
pPoucIAlouv HEYAAN ETEPOYEVELD WC TIPOC TIC KAIVIKEC
ekONAWOELG Kal xapaktnpifovtal emiong amd mpodia-
Beon yla avantuén cuyKeKpIUEVWVY TUTTWV KAPKIVOU.

Tuvépopa Bpaxéwv TENOPEPWV

Ta ouvdpopa Ppaxéwv tedopepwv (Short telomere
syndromes, STS) amotehouv TI¢ cuvnBéaTtepe and Tig
Slatapayég Tng Ploloyiag Twv TEAOPEPWY, XOPaKTNPI-
Covtal amo eupu PACHA KAWVIKWV EKONAWGCEWYV, TIOLKIAN
Baputnta kabw¢ kat Bpaxv TL. Aoyw tng Sadikaoi-
ag ynpeavong otnv Oomoia YETAMIMTOUV Ta KUTTAPA HE
Bpaxéa tedopepr, Ta STS Bewpouvtal vooripata «mmpo-
wpn¢ ynpavone».?" 2To yvwototepo STS eival n ouy-
yevii¢ Suokepdtwon (Dyskeratosis congenita, DC) ou
TEPLYPAPTNKE yia 1" popda 1o 1910.
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Bpépn NenBud

» Evtepokolinda # Mughkr avendpkeia

AUOGO&Utl‘[-&p KELOL

7 Xopnhé Bapoc yévwnang 7 Avogoavendapkeia ﬁ*
Ynonlaoia napeykedaiibag  HnatomveUpoviko oUVGPOHO
Avamufiakn Suatapayn EvteportaBeia ]
Aubprinotpoebonaleia

* Etévwon PAevvoyovwy » Khoown tpuada

Irévwon Prevvoysuwv
Agnmn véxkpuwon

A-V 6uoThaoieg
AudBAnotpoeldonabein

Eikéva 4. K\vikég ekbnAwoelg ouvdpduwy Bpayéwv tedouepwv avdioya pe tnv nAikia

Ot Alder et al Bprikav 611 TL kdtw amd TNV 1" ekato-
otaia B¢on (EO) ywa tnv nAia €xet uPnAn evaiodnoia
Kat €181koTNTa yia v diayvwon tng DC mou ayyilel
T0 97% Kal 91% avtioTolya.?”H mapatrjpnon autr oe
ouvduaouo He TNV avantuén e8Ik Kat a&lomoTwy
ueBOSwWVY péTpnong Tou TL,KaBW¢ Kal n avelpeon Twv
oxetl(opevwY  TAOOYEVETIKWY TIAPANNAYWY  ETIITPE-
TTOLV TNV avayvwplon 6o Kal TEPIocOTEPWY aoBevwv
pe STS. Me tov tpdmo autd eival duvatr n AemTopepéE-
OTEPN ATTOTUTIWON TWV KAIVIKWV EKSNAWCeWV Twv STS,
av Kal JOAIG oto 80% autwv Eival OrUEPA YVWOTA N
oxeTI{Ouevn YeVETIKN apaiiayn.2!

Avdloya pe TNV nAKia epgaviong, n Armanios M
Slaxwpilel Ta ouvdpopa Bpaxéwv Tehopepwv os SUo
KAWVIkoUG @avétumoug (Eikova 3):

. Maidiatpikou tumovu STS: ota omoia ta ou-
UITTWHATA avanmTuooovTal O€ 10ToUG uPnAoU KuTTapl-
KoU TTOAQTAQCIAGHOU, OTTIWE O MUEAOC TWV OCTWV Kal
N YOOTPEVTEPIKA 080C.

. STS tOomou gvAAiKa: OTTOU TA CUUNITWHATA
aQOPOUV 10TOUG XOUNAOU KUTTAPIKOU TTOAAmAacia-
OMOU, OTIWG Ol TIVEUUOVEG Kal To ATTap.

Emonpaivetal 6Tt Tov pev @avotumno matdlatpikol
Tumov, 1o TL givat ouvnBw¢ kdtw amd tnv 1" EO ya tnv
nAKia, evw otov TUTIou evijAika 1o TL evbéxetal va Bpi-
oKeTal MeTAgL 17 kat 10" EO yia Tnv nAiKia.? 293¢ ye-
VIKEC YPAUMECS, YEVETIKEG TTAapaAayéC TTou emnpedlouv
ONMAVTIKA TOUG UNXAVIOUOUG CUVTHPNONG TWV TEAOUE-
pwv ekdnAwvovtal o€ PIKPOTEPESG NALKiEG Kal oxeTiCo-
vtal He Baputepeg LopPEéc.?”

Téhog, Ta STS xapaktnpilovtal amod moikiin Sielodu-
TIKOTNTA, TIAEIOTPOTTIA KAl YEVETIKA €miomeuon. Eival
dnAadn duvato otnv iGla olkoyévela va eugaviletal
OAOKANPO TO PACHA TWV KAIVIKWV eKSNAWCEWV.??

Tovdpopa Bpaxéwv TEAOHEPWV Kl KAIVIKEG EKSN-
AWOELg

H mpwtn meptypagn Tng KAACIKNG poperic DC xpovo-
Aoyeitat otic apxég Tou 1900 kal mephauBdavel Tnv xa-
PAKTNPIOTIKN TPLAdA TNG OVUXOSUOTPOYIAG, TNG AEUKO-
TACKIAG TOU oTopATIKOU BAEVVOYOVOU KAl TNG SIKTUWTHG
peAayxpwong tou §éppatog mou epgavifovtal cuvriBwg
oTtnV nAKia Twv 6, 7 Kal 8 eTwv avTioTolxa.

EmmAéov, ouvdpopa mou péxpl mpoTivog Bewpou-
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Eikéva 5. >0vSpoua Bpaxéwv Kai Hakpwv TEAOUEPWY Kal Urikog TeAougpwy (Adopted from Armanios M.2022)

vtav w¢ dakpita and tnv DC, Bpébnke 0TI mapouoid-
Couv Bpaxsa Tehopepn Kat TAéoV avagépovTtal we Ba-
pLeg popeeg DC/STS:

(a) Hoyeraal-Hreidarsson syndrome (HHS,
OMIM#305000): epgaviletal o Ppépn Kal amalteital
n Tapouacia TOUAAXIOTOV 4 amd Ta TAPAKATW 6 KPITH-
pLa-voNTIKNA VOTEPNON, evOounTpla Kabuotépnon ava-
ntuéng, MIKPOKEPOAAIQ, TTPWIUN HMUENKA QVETTAPKELQ,
AVOOOAVETTAPKELA Kal UTToTTAacia mapeykepalidac,

(B) Revesz syndrome (RS, OMIM#268130): ol acBe-
veic¢ ne RS mapouaialouv onueia tou HSSkat emmiéov
aupgpotepdMAeupn e€10pwHATIKN ap@iBAnoTposidomna-
Bela mou Bewpeital MaBoyvwuovIKO onueEio Tou Guv-
Spopov,

(y) Coats-plus syndrome (CRMCC, OMIM#612199):
ovopddetal kat cerebroretinal microangiopathy with
calcifications and cysts kai xapaktnpiletal andé amo-
PPOAKTIKN MIKPOAYYEIOTIAOELD TTOU eMTNPEALEL TOV EYKE-
(OO, T PATIA, TO OOTA KAl TOV YOAOTPEVTEPIKO CWAN-
va. Ot aoBevei¢ autoi eivat duvato va mapouacidlouv
AUPIBANCTPOEISIKEC TNAEQYYEIEKTATIEG, EVOOKPAVIEG
EMACPECTWOEIC KAl AeUKOBUOTPO®Ia, KUOTELG EYKEQPA-
Mou kaBw¢ kat avénuévo kivbuvo avantuéng mulaiog
UTEPTAONG Kal atpoppayiag memTiko.

YAMEPQ, EKTOC amd TNV KAACIKN TP1dda, TANBOC KAVI-
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KWV eKONAWOEWV SEPUATIKWY KAl [N €X0UV TIEPLYPAPEL
Kal apopolV oxeddV 0To GUVOAO TWV GUOTNUATWY TOU
avBpwmivou ocwpatog (Mivakag 1). Mepikoi aoBeveicg
pe TBD eivat Suvatd va mpoBaA\ouv pe Alyotepo TuTit-
KA cuuntwpata mou gpgaviovtal otnv eviiikn {wn,
Onw¢ 1I810TaBN ¢ TVEUUOVIKN (Vwon, HEMOVWUEVN aTTAC-
OTIKA avalpia | pueAoSUOTIAACTIKO cuvSpopo, ofeia
MUENOYEVAC Aguxalpia, NTTaTIKn Kippwon 1 Kat cuvdu-
QOMOG AUTWV. 2€ AUTEG TIG TIEPITTWOELG AVAPEPOUAOTE
OTIG AEYOUEVEC «KPUTTTIKEG HOoP@PEC DC 1y STS».20

Ot KAWVIKEC ekbnAwoelg gival duvatd va Sagépouv
avdhoya pe TNV nAkia Tou acBevouc (Eikova 4). Ava-
AUTIKOTEPQ, Ol aoBeveic e STS eivat Suvatd va mapou-
owalouv:

. Awpatoloyikég ekdnAwoelg: Ot aocbeveic
pe STS mapouoidlouv auvénuévo kivduvo avamtuéng
MueNIKAC avemdpkelag (Bone Marrow Failure, BMF).
Apxikd, ol acBeveic mapouotalouv KuttapoTmevia piag
oglpag-ouvnBéotepa  Bpouformevia Tou apydTEPA
e€eliooeTal og mavkuttapomevia. YrmohoyiCetal ot me-
pimou 80% Twv acBevwv Ba gugpaviouv onueia BMF
péXPL TNV NAIKIA TwV 30 ETWV. € OTIAVIEG TIEPITTTWOEL,
N HUENIKH) avemdpKela gival Suvatd va EUPavIoTEl TPV
NV ekONAWON NG KAAOCIKAG TPIASAC CUUTTWHATWY
Kal va BewpnBei w¢ 18lomabng amaotikn avaiuia.?”
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YUp@wva Pe PENETEG, N ouxvoTnTa uToKEipevnG TBD
O£ amM\AOTIKH avalpia Kupaivetal HeTagl 1-8%.28 22 Emi-
onuaivetal 6Tt aoOeVEIG e ATTAACTIKN avalpia pn avta-
TIOKPIVOLIEVOL OTNV AVOCOKATAOTAATIKN Oepaneia, Oa
TIPETEL va OlEPELVWVTAL YIa EVOEXOUIEVO UTTOKEIEVO
STS.@

Ot aoBeveic pe STS avanmTuooouv HUEAOSUCTIAACTIKO
ouvdpopo (myelodysplastic syndrome, MDS) og mo-
00016 Tou PBAvel To 20%.5% Mpdogarta, ot Reilly et al
Bpnkav 6t1 2,7% twv acBevwv e MDS mou unoBAR6N-
KAV 0€ OANOYEVH LETAUOOXEVON XWPIC VA €XOUV KAVI-
Kr} urtoYia TBD Bpébnkav va éxouv pikpdTepn nAlkia
Sidyvwong, Bpaxutepo TL kat va @épouv omavieg TERT
mapal\ayég mou oxetiCovrtal pe TBD.GY

Téhog, o1 aoBeveic pe DC mapouaoialouv avénuévn
npodidbeon va avantifouv ofeia puehoyevr Aguxal-
pia (Acute myelogenous leukemia, AML).®?

. EKONAWOEIC amd TO AVATIVEUGTIKO oUOTN-
pa: H nveupoviki véooc eival n ouvnBéotepn ekdnj-
Awon DC kat STS otnv evijAikn {wry. Eivat duvatd va
nipofaAAel gite ouvnBéoTepa w¢ 1810mMaBNC TTIVEUOVI-
KA ivwon, €ite Mo omdvia Kal Kupiwg O€ YUVAIKEG WG
guEUonua.® AiCel va onuelwbei 0TI mepimou 90% Twv
a00evwV TTOU PEPOLV YEVETIKEG TTAPAANAYEC O€ Yovidla
TTIOU EUIMAEKOVTAL GTOUG UNXAVIOHOUG CUVTHPNONG TWV
TENOUEPWV TTAPOUTIALoUV XpOVIa TIVEUUOVIKN vOC0.53)

. Ex8nAwoelg amd 1o nmap: Ot NTaTIKES €kON-
Awoelg otoug acBeveic pue TBD moikiAouv amod anmin
avénon Twv NIATIKWV evQUUWY, HEXPL NTTATIKA Kippw-
on, Un aAKooAIKn véoo Tou Amatog, oTiaky olwdn
UTTEPTIAACIA KAl NITATOKUTTAPIKG KapKivwua. H ou-
XvOTNTA TNG NMATIKAG CUUMETOXAG EKTIUATAL HETAEU
7 éw¢ kat 40%, avaloya e To €idog Twv Slatapaxwv
NMATikAG Agltoupyiag mou PEAETWVTAL X€ TTPOCPATN
TIPOOTITIKN) UEAETN acBevwv pe emPePfaiwpévn TBD,
40% mapovcialav NMATIK CUUUETOXH HE 49% autwv
va ep@avifouv au€nuéveg TILEC NITATIKWVY ev(UPWY EV-
SeIKTIKWV xoAooTaong kal 39% auénuévn nxoyévela
nmatoc. Ot acBeveic pe TBD eival emiong duvatd va ma-
PouaCIAlouV NTTATOTIVEUOVIKO GUVEPOO (TTVEUHOVIKN
€MIMAOKN BapLAg NMATIKAG VOGOU).

. EKOSNAWOELG ATIO TO YAGTPEVTEPIKO OUGTN-
Ha: ol couvnBéoTepeg eKONAWOEIC €ival n oTévwon ol-
coPAyou, ol SlaTapaxEg KATamoong, n eviepomndadela
ME €lIKOVa atpo@iag Aaxvwv mou gival duvatd va pi-

MEiTal KoINOKAKN KaBw¢ emiong Kal evTEPOKOAiTIda
oxeTi{Opuevn He avoooavemdpkela B-kuttapikrig mpo-
éAevong. Ot eKONAWOEIC ATIO TO YAOTPEVTEPIKO OU-
OTNUA TOPATNPEOVVTAL O€ TOC0O0TO 16% Twv AcBevwv
pe STS. 3435

. Mpodi1adeon oe kapkivo: Ta cuvdpopa Bpa-
¥éwv TeEAoUEPWY Oewpolvtal CUVOPOUA  YEVETIKNG
npodiabeonc og kapkivo pe 1dtaitepn taon avamtuéng
EMONAMOKWVY KAPKIVWV Kal AIIATOAOYIKWY KAKONBOEIWV.
@1 H guxvotnta avantuéng kapkivou Bpébnke va sival
12,8% ané 1o Telomere Syndrome Registry pe poAg
2,8% va gival cupmayeic dykol.to

>Tn Pehétn tou National Cancer Institute Inherited
bone marrow failure syndrome amoé toug Alter et al
BpéOnke auénuévn cuxvotnTa avanmtuéng KapKivou Ke-
@A Kal TpaxnAou amo mhakwén kuttapa (observed/
expected ratio: 74 kat 215 avtiotolxa), kKabwg emiong
Kal avénpévog kivduvog avdmtuéng Aeuxaiuiag Kupi-
w¢ oeiag puehoyevolg (24 kat 73 avtiotolxa). H ou-
XvoTnTa avantuéng Kapkivou Ke@AARG Kat Tpaxniou
amo mMakwdn kuTttapa og acBeveic pe DC auvavotav
QKON TIEPIOCOTEPO YETA aMO PHETAROOXEVON (432 Kal
1561 avtiotolxa), 6mwg emiong av§avotav kat n mba-
votnNTa avantuéng Agpgwuatog (observed/expected
ratio yla Hodgkin Aéugpwpa: 164 kat yia non-Hodgkin
Aépowpa: 141). 62

. AN\eg ekdnAwoelg: H mpwtn ekdridwon STS
gival duvatd va eival sukaiplakn Aoipwén, 1blaitepa
o€ aoBeveic ue HHS. Avoooloyikry SucAeitoupyia ei-
vat duvatd va gugavilel mepimouv 27% twv acBevwv
pe TBD,yU' auto Kat ol acBeveic Ba mpémel va mapako-
AouBouvTal TOKTIKA yid EVOEXOEVN AVOCOAVETTAPKELQ.
B7) Y€ YEVIKEC YPOUMEG, AVOOOAVETAPKELD B-KuTTApwy
aveupioketal ouxvotepa o€ Bpépn kat maudld, v o€
peyalUTepeG nAIKieg eival duvatd va mapatnpeital
avooOoQVeMAPKELa T KUTTAPIKAG apXG UE amOTENECHA
EUKAIPIAKEC AOLUWEEIC.?”

Emiong, ot acBeveic pe STS eival duvato va mapov-
oldlouv ayyelakég avwpaliec kabBwg kal alpoppayia
YOOTPEVTEPIKOU KUpiwg AOYyw mapouciag TnAeayyel-
ekTaTIKWV PBAafwv. TéNog, meplypdpovIal OTEVWON
oupnBpag, @ipwon, umoomnadiag,080VTIATPIKEG avw-
MaAieg KaBwe Kal SOMIKEC AVWIAAIEC OTOV EYKEPANO
(rx umtomAaoia i atpo@ia MapeykePahidag, eyKe@al-
KN atpogia, dlatapayég pecolofiov).c®
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TUvSpopa HaKPWV TEAOPEPWV

Ta oUVOpPOUA POKPWY TEAOPEPWV AVIKOUV ETTIONC
oTi¢ Slatapayéc TnG Bloloyiag Twv TENOUEPWY Kal Xa-
paktnpiCovtal amd tehopepn He TL peyalutepo amo
TNV 99" EO yia tnv nAwkia (Eikéva 5). Mpdkertat yia oud-
6a voonudaTtwy Tou TEPLypA@TNKAV TTPOCPATA Kal Sev
€ival akopn MA\Rpwg katavonTd. 2" Méxpt oTiyung, Ta
VOONjHaTA QuTd @aivovTal va oxeti(ovtal ye auénuévo
Kivduvo avantuéng omdviwv KapKivwv Kal CUYKEKPL-
péva yAolwuaTtog, opwdoug Kapkivou wobnkwv opla-
KA KakonBelag, adevoKapKIVWHATOS TIVEUUOVWY Kal
VEUPOPAACTWHATOG, EVW TTapATNPEiTal XapunAdTepog
Kivduvoc¢ avantuéng pn VEOTTAACUATIKWY VOONUATWY
Omnwg n kapdiayyelakn voooc.t?

Aatapayxéc tng Proloyiag Twv TEAOPEPWV Kat
oxeti{opeva yovidia

To mpwto oxeTi{duevo yovidlo pe Satapayxr Tng
Blohoyiag Twv TEAOUEPWV TTOU TIEPIYPAPTNKE ATTO TOV
Heiss et al tav 1o DKC1 mou kKwdIKomolel TV mpwTe-
ivn duokepivn.“O Daivetal 0TI N HOPIOKN EMIMTWON
Twv DKC1 mapalaywv gival n anootabepomoinon tou
TERC pe amotéheopa Bpaxéa ) avwpala TEAOPEPH O
aoBeveic ue DC.4?

To 2001, avayvwpiotnkav etepdluyeg TERC petal-
Na€eic o éva umdétuno DC KANPOVOUOUUEVO WE au-
TOOWUATIKO EMIKPATNTIKO XOPAKTNPA, YEYOVO( TIOU
QATTOTEAE( TNV TIPWTN CUOYXETION TNG TEAOUEPAONG HE
™ ouyyevn) duokepdatwaon.“? AkoholBnoe to 2005, n
avelpeon petald&ewv oto yovidlo TERT og aoBeveic
pe DC 1} amAaoTikr avaipio®?

"EKTOTE, €XOUV avayvwploTtel 17 ouvoAikd yovidia
oxeti(opeva pe TBDs, ta omoia e§nyolv mepimou 1o
80% auTwy, evw yta 1o urtdéAolirmo 20% Sev uMApxEL aKO-
pNn yvwotn artoloyia (Mivakag 2).

‘Ocov agopd oTa CUVOPOUA HAKPWY TEAOUEPWY UE-
XPl OTLYUNG €Xouv TEplypa@ei HETOANAEELG O 5 OxeTI-
(6peva pe tehopepn yovidia, TERT, POT1, TPP1, TERF2IP
kat TINF2(MNivakag 2).%?

Téhoc, a&iCel va onuelwOEei 0TI SIaQPOPETIKEG UETANNG-
Eel1c ota idla yovidla mou oxetiCovtal UE TO PNXavioud
ouvVTHPNONG TWV TEAOUEPWV gival duvatd va MPoKa-
Aouv 1600 cuvdpopuo Bpaxéwv 600 Kat CUVOPONO Ha-
KPWV TEAOUEPWV. ZUYKEKPIUEVA, auTh N «mmapddoén»
oupTTEPLPOPA gival SuvaTd va TTAPATNEEITAL O YEVETI-
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Ké¢ mapalayéc ota yovidia TERT, TPP1kat oto TEL. @2

AlayvwoTIKA KPITHPlAa CUYYEVOUG SUuoKeEpATW-
ong/ Statapaxwv tng Broloyiag Twv TEAOUEPWV

Me Bdon ta 6ca avagépbnkav mapamavw, umoyia
Siadyvwong DC 1§ cuvdpodpwv Bpaxéwv Tehopepwv Ba
npémel va TiBetal o€ aoOeveic pe:

1. Tnv khaooikn Tprada (ovuxoduotpopia, Aeu-
KomAakia, SIKTuwTr pehdyxpwon §€épuatog)

2. Mia amo i 3 BAevvobepuatikég eEKONAWOELC,
MUEAIKN avemdpKela | AANO ONPAVTIKO XApAKTNPLOTL-
k6 tn¢ DC (Mivakag 1)

3. ATAQOTIKA avaipia, HUEAOSUCTIAACTIKO GUV-
Spopo 1} 18lomabr MVEUHOVIKN ivwon oxeTi{Ouevn e
YVWOTH TTABOYEVETIKN YEVETIK Tapalhayry oxeTti{Ope-
vn pe Satapayn

4, Téooepelg | neplocdtepeg ekdnAwoelg HHS
™N¢ Blohoyiag Twv TeAopEPWV

5. AvVo A meploodTEPA XapakTnploTikd DC kat
oAU Bpaxéa tehopepn (<11 EO yia Tnv nAIkia cuykprti-
KA UE LYIEIC LAPTUPEC)

Tupnepacpata

Avap@lofAtnTa, 0Tto S1doTNUa TToU €XEL LEGONAPOEL
anmoé TNV TPWTN TEPLYPAPN] TNG OUYYEVOUC SUOKEPATW-
ong, éxouv emteheoBei onuavtikég €eNiéelc otnv kato-
vonon ¢ Bloloyiag Twv TEhoPEPWY Kal TNV emidpaory
TOUC OTNV amOMTWaon Kal Tnv maboyéveon tng vooou. Ot
Slatapayég Tng Blohoyiag Twv TeENoPEPWY TTAEOV ATTOTE-
Aouv opdda voonudTwy e KUPLO XOPAKTNPIOTIKO TV
TPWIUN YAPAVON KAl OTTOTEAOUV «VOCO TIPOTUTIO» Yid
TNV MEAETN EKPUAICTIKWY VOO UATWYV 1] VOO UATWY «yh-
pavong» Kabwe To UNKOG TwV TEAOUEPWYV Bpayuvetal H
YVWON TwV KAIVIKWV KAl YEVETIKWY KPITNPIWV EMTPETEL
TNV avixveuon Kal KAAUTEPN amotuUMwaon Twv eKONAW-
ogwv TG Slatapaywv Tng Bloloyiag Twv tehopepwv. To
YEYOVOC auTO avapévetal va emtpéPel evOeXOUEVES OU-
OXETIOEIG YOVOTUTIOU KAl (PAIVOTUTIOU, € OKOTIO TN BEA-
TIOTN UMOOTHPIEN KAl AVTIPETWITION TOCO TWV KAIVIKWY
ekdnAwoewv 600 Kal Twv MOAVWVY EMITAOKWY amod TIG
xopnyouueveg Beparneiec. H au§nuévn vmoyia tou mai-
S1dtpou alAd Kal €V YEVEL TWV EMAYYEAUATIWV UYEiag Té-
Aog,avapéveTtal va eMTPEPEL TNV TTPWIKN AVIXVELON TNG
vOooU Kal va BENTIWOEL TNV CUVOMIKH TTAPOXT UTTNPECL-
wv vyeiag otnv 1dlaitepn autr opdada acBevwv. |
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ABSTRACT

The multiple faces of telomeropathies
Kleoniki Roka
Paediatrician, MD, PhD, Senior Attending Physician

Division of Pediatric Hematology-Oncology, First Department of Pediatrics National and Kapodistrian
University of Athens, “Aghia Sophia” Children’s Hospital, Athens, Greece

Telomeropathies or telomere biology disorders are
considered a group of diseases characterized by wide
variability arising from pathogenic variants involved in
telomere maintenance mechanisms.

Besides Dyskeratosis Congenita-the first described tel-
omeropathy-individuals may present with either iso-
lated idiopathic pulmonary fibrosis, bone marrow fail-
ure, liver fibrosis, early hair greying, or in comparison.
They may also show an increased risk of developing
specific cancer types. Clinical manifestations vary from

patient to patient, even within the same family.
Recent advancesin telomere length measurement
have improved the identification of patients with
telomere biology disorders, allowed in-depth study
of short telomere syndromes, and recently high-
lighted the existence of long telomere syndromes.
This review focuses on describing the wide spectrum
of clinical manifestations of telomeropathies, as well
as the underlying pathophysiologic mechanisms to
increase awareness in pediatricians.

KEY WORDS: telomeres, telomere length, telomeropathies, telomere biology disorders,

dyskeratosis congenita
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H Nawdratpikn MapakoAovBnon twv
AaBevwv pe Alpoopaipvomadeleg
uéoa amo KAvikd mapadeiypata

MoAu&évn Aehamdpta, Avtwvng Kattaung

Kévtpo Epmelpoyvwpoolvng yia Zrdvia Aipatoloyikd Noorjpata, Movdda Meooyelakng Avaipiag, A’ Maidia-
TPIKN KAvikn EBvikoU kat Kamodiotplakol Mavemotnuiou ABnvwy, Mevikd Noookopegio Maidwv «H Ayia Zogio»

[1EPIAHYH

Ol alpoopalplvomdBeleg amoTEAOLV Uia TEPOYEVA
opada KANpovouIkwy TaBroewy Tou aiaTtog, mou
xapaktneifovTal anod uia r) mePIoCOTEPES YEVETIKEC
dlatapaxéc Tng Soun g Kat TN oUVBEONC TWV TTPWTE-
VKWV aAuaidwy TS opalpivng. K\npovououvtal ue
TOV QUTOOWIKO UTTOAEITTOEVO XaPAKTHPa. [apd tn
BeAtiwon Twy €pYacTNEICKWY Kal HOPIAKWY LEDS-

OwV TTAPAEVEL TTPOKANCN OE KATIOIEC TIEPIMTTWOELG
n éykaipn Sldyvwaon Kal N cwoTr mapakoAoubnon
Twv aoBevv. 2 autd 1o dpbpo napouacidlovtar 3
eVOIAPEPOVTEC TTEPIMTWOELC TToL Siépuyav Tn Sld-
YVWon Kal emmAéov yiveTal avapopd oTo pOAO Twv
MNaidlaTpwy TNG KOWOTNTAG OTNV TTapakoholBnon
TV AcOEVWV PE AIOCPAIPIVOTIABELEC.

AEZEIX EYPETHPIOY: aipoc@aipivontdOsieg, Sidyvwaon, maidiatpikn mapakoAovOnon

Awpocaipivonnadsieg

Eicaywyn

Ot aipgoo@alpivomdBelec amoTeAoUV [ia ETEPOYEVN
opada KANPOVOUIKWY TaBrnoEwv Tou aijatog, Tou
xapaktnpifovtal amd pia 1} MEPIOCOTEPEG YEVETIKEG
Slatapayéc tg Soung Kat Tng oUvBeoNg TwV MPWTEVI-
KWV aAucidwv tng opaipivng. KAnpovopouvtal Ue Tov
QUTOCWUIKO UTTOAEITTOUEVO XAPAKTHPA. XTOUG opolu-
YWTEG 1} TouC SIMAoUC eTePolUYWTEC, N KAIVIKY €lKOVA
mapouctalel peydhn eTepoyévela Kal n Baputnta Tng
e€aptatal T6co amd tov yovotumo, 6co Kal and Tn
ouVUTIOPEN OUYKEKPIUEVWY HOPIAKWY TPOTIOTTOINTI-
KWV Tapayoviwv kabwg kal amd mepifarlovTtikolg
mapdyovteg'2.

YnevBuvn emkovwviag

Exouv meplypagei mavw amd 1560 peTaANA&elg
(HbVarhttps://globin.bx.psu.edu/hbvar/), ot omoigg
a@opPOoLV KUPIWG Ta Yyovidla Twv aluocealpvwy, Kal
emnpealouv 1600 TNdoUr 600 Kal Tov Babud cuvOe-
oNnG Twv avTioTOWV TPWTEVIKWY alucidwv. Yridp-
XOUV OWG Kal PeTAANAEELG TTou emnpealouv TIG pubul-
OTIKEG aANAOUXIEC TNG €KPPaONG TwV Yovidiwv péoa
OTO CUUMAgYMA Tou 16 1] Tou 11 xpwpoowuatog. Ao
TIG METANNGEELG auTég, Trepimou oL 500 €xouv KAIVIKEG
EMNTWOEIC 3.

Ot Siatapayég mou mpokumtouv Slakpivovtal o€:

A) Moootikég Slatapayxég otov pubuod ouvBeong
piag iy meplocotépwv moAUTTENTISIKWY aAuGidwv. TNV
oudada autr avikouv ta Meooyelakd ouvdpopa N
©alaocoaluieg ol Mo CUXVEG KANPOVOUOUUEVEG OVO-

Mohuéévn Aehandpta, Email: polyxenidelaporta@yahoo.gr, TnA: 2107467775
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YOVIOIAKEC A0OEVEIEC TTAYKOOUIWG UE EKTIMWMEVN B- A
a- @opeia 1,5% kal 7% avTioTolKa TOU TAYKOGUIOU
mAnBuopov. Mepi Ti¢ 200 maBoloyIkEG TTaPANAAYEG
a@opoUuV Ta a yovidla, v HEXPL OrUEPA EXOUV TTEPI-
ypagei mavw amod 300 maboAoyikéG TapalhayEg mou
agopoLyV ta B yovidia. Zmaviotepeg HETANNAEEIC eVTO-
miovtal kat ota y kat & yovidia. Me 3aon tnv aAuci-
&a tn¢ omoiag n ouvBeon diatapdooetal, Slakpivouus
Slagpopouc Tumoug Balacoarpiac, Tnv a, B, v, 8B, 6, yop,
€ySPB, 6TTWC Kal CLVSUACUOUC AUTWV.

B) Molotikég i Aopikég dlatapayég otn doun twv
MPWTEIVIKWY aAucidwv. MephapPdavetal n opada twv
mapallaywv (variants) Tng aipoo@alpivng fj Twv avw-
MOAwV alpgoo@alptvwyv. Oplopéveg amo TiG SlaTapayeg
aUTEC SeV €XOUV KAIVIKEG ETIMTTWOELG, VW AANEC 0ON-
youv o€ Suoheltoupyia 1} aotdBela NG Soung TN al-
Hoo@alpivng (aoTabeic alnoo@alpiveg), Ue amotéAeoua
va ennpedadetal n peragopd ofuyovou, i v anmpokaAei-
Tl AIPOAUON UE ATTOTENEGHA CO3apd KAVIKA TTPoAR-
pata. Ot Siatapayxég autég TafivopouvTal Ye faon tnv
aluoida tng omoiag n doun datapdooetal, OMWE Kal
amo 1o €idog NG pHoplakng dtatapayne. Ot meplocoTe-
peg agopouvoe dlatapayr T Soung tng B- (HbS, HbC,
HbD, HbE) 6pwc kataypagovtal kat diatapayég otnv
a-aluoida (Hblcaria),otn 6-(HbA2 Agrinio) kartwv 6f-
(Hb Lepore).#

Mpdogpata n katnyoplomoinon Twv acBevwy e Oa-
Aaooaipia yivetat avdloya He TNV avaykn Toug yla He-
Tayylon aipatog (eikéva 1)°. Q¢ ek ToUTOU Ol aoBeVei
pe Metayylooe€aptwuevn Balacoaipia (TDT) mapou-
oladlouv cuyxvda cof3apr avaigia otnv mpwiun TAdIKN
nAikia kat n emPiwon Toug e€aptdtal and ™ Sia Biou
Bepaneia pe petayyiosic. Ot aoBeveic pe pn-Metay-
yiooe€aptwuevn Balaccaipia (NTDT) mapouoidlouv
ouvNRBwWC NI €W PETPLA avaluia Kal Urmopel va anal-
TOUV TTEPIOTACIAKA 1 Yla OUVTOMO XPOovIKO Sidotnpa
avdaykn yla petayyioelg, yia Oeparmeia ) yia mpoAnyn
EMIMAOKWV TNG VOOOU TLX. AOIMWEELS, €yKUPOOUVN,
XElPOUpPYEia, avermapkng avénon, eEWHVENIKEG EO0TIEC,
TIVEUHOVIKN unéptaon®’. Xtov mivaka 1 mepthappavo-
vtal Ta mpdo@ata KAWVIKA Kpttrpta Taivéunong TDT/
NTDT??.

Ta televtaia xpdvia mapatnpeital avénon otnv ent-
Biwon Twv acBevwv TOCO e SPEMAVOKUTTAPIKT) VOCO
000 Kal LECOYEIOKN avalpia 1ou o@eiletal otnv Beh-

Tiwon ™ OePATEVTIKAC QVTIMETWTIONG Toug 01112,
QoT1600, TPOKANCN TMAPAUEVEL OE KATTOLEC TIEPITTTWOELC
n éykaipn d1dyvwon Kal NowaoTr mapakohoudnon Twv
aoBeviv PE alpoo@alptvomdbeleg yia Tnv opbn Kai
EYKAIPN AVTIHMETWITION EMIMAOKWY TWV VOOWV Kal Kat’
enéktaon TNV BeAtiwon Tng mototnTag {wn¢ Twv acBbe-
VWV OTTWCE PAiVETAL GTNV AVAPOPA TWV EMOPEVWY KAIVI-
KWV TTEPIMTTWOEWV.

Epwtiosig:

1) H untépa eivat:

a)etepoluywTng B LECOYEIOKAG avalpiag
B)etepoluywTng a-ECOYEIAKNC AVAIUiOg
y) éx€lL oidnpormevia

A) kavéva and Ta mapamndvw

2)To maudi gival cuvBeToC eTepoluywTNng yia B-MA?

1. Nau

2. Ox1

O1 oWOoTEC AMavTAOELC €ival OTL N UNTEPQ gival ETEpO-
Quywtng B-pECOYEIOKAC avalpiag Kalt o aoBevig gival
SIm\6¢ eTepolUYWTNG PECOYEIOKNG QVAlpiag.

YxoMaouég amavinong O matépag €ival KAAool-
KOG etepolUywTNnG PB-pecoyelaknig avalpiag (umdxpw-
pn MCHC:19,9pg, pikpokuttapikry MCV:63fl, avauia
Hb:12.3 g/dl) pe oupPatd nAektpopopnTikd guprpata
HbA2:5.6%, HBF:0.6%. H puntépa gival olwmnAog opé-
ag mapouaotddlel umoxpwpia (MCHC: 26,7pg)kal Hikpo-
Kuttapwon (MCV:72fl) ue @uololoyikry alpocgaipivn,
@uolohoylki nAektpopopnon (HbA2: 2.6%, HBF:0.2%)
Kal puololoyikd emimeda gepprtivng . Mévo o yovidia-
KOG €éAeyxog Ba Sdwoel Tnv amdvtnon tng @opeiag. H
pNTépa eival etepoluywTng yia T mapaiayn +1480
mou €ival pia B+++ maboydvog mapaiiayn. H umoxpw-
Mia Kal N MIKpoKUTTdpwon emi amouaciag oidnpomeviag
amotelei €voelfn yla mepaitépw €NEYXO HE HOPLOKEG
TEXVIKEG. O aoBeviig €xel EpyaoTNPIOKY]) HOPLAKN KAl
KAIVIKI] €IKOVA GUPBATHA PE HECOYELOKN avatpia.

>Tov mivaka 3mapabétovtal Ta Bacikd epyactnpla-
KA eupriata aivotunwy B kait 5B Bakacocauiag

2" gpwtnon:

Oa Eekivow Tov aoBevi petayyioelg ?

-Nat
- Oxt

H owotn andavtnon eivat NAI yiati cOpgpwva pe ta
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Globin chain balance .
Combination of BThal/p with a-gene BIp. pip. pp. pUp. YRt
multiplication (B===/p==, p™=/p, P™=/p" with
=P =R B*~IP". PP PIP° a-globin gene multiplication)
Genotypes B-thalascaernia pp= e B P PP P/
Combination of ™™ with either
a-thalassaemia or increased fetal
| haemoglobin production
a-thalassaemia - afoa - - a, - -jaa --a, - o/ad®a, a¥afa™a, - -Ja"a --{~ a, ™a/c™a, --/o"®a, - -/--
© 350 ° 8, o W = © O™ "€ hET
00“5 V. o a>r. - q
Haematological indexes %o oo, 2 g YW&'e - 8 .
o0 0 ° 0. .0 o ,
| Qg . *
Clinical phenotype
Non-transfusion-dependent thalassaemia  Transfusion-dependent thalassaemia |
Transfusion %
requirements Rare
None
| Thalassaemia Minor

Eikéva 1.Taéivounon tn¢ BalacoaiuiacalatoAoyikoi kai KAIVIKO[ paivoTuriol cUoXeTI(ovTal i€ TOUC YOVOTUTTOUG Kal
™ ooBapdtnta ¢ avicopporiac Uetald Twv aAvoidwv opaipivne.’

Snuooievpéva kpitnpla “Ba&eKIviiCOUEUETAYYIOEIC-
ogaoBeveicue empBePaiwpévn HECOYEIOKN avalpia Kat
1)Hb<7g/dloe 2 Swadoxikéc petproclg pe Sagpopd
TOUAAXIOTOV 15 nUEPWV Kal apol amokKAEicoupe TNV
ouvomapén AAwv aAlTiwv Tou SuVNTIKA UMOoPOUV va
npokaAéoouv avalpia (6mwg .. Aoipwén) 2) 4 Hb> 7
alM\d ouvunidpyxouv SUCHOPQIEC TTIPOOWTIOU, AVETTAP-
KAG avamtuén, eotieq e§wHUENIKAGAIMOTIOINONG, Ka-
Taypata. H ouxvotnta Twv petayyicewv givat ava 2-4
eBdonadeg, pe otoxo SlaTRPNONG TNG AIMOCPAIPIVNG
mpo petdyylong oe emineda 9.5-10.5gr/dl.

Y& maidi pe eppévouoa vmoxpwpn (MCH<27) ri/kat
MikpokuTTapik (MCV<70+nAkia) avaipia Hb<9-10
gr/dl xwpic odnpomevia tominvoueyaAia gival ama-
paitntn n mapanounr otov MNaidoaiatoAoyo yia amo-
KAEIGHO QUILOTPAIPIVOTIAOEIWV.

NaBoguacioloyia Meooyslakng Avaipiag

H maBoguaoioloyia Tng Meooyelaknig Avaipiag oei-
Aetal Kupiwg otnv avicopporia petady Twv a kat B
aluoidwv-opaipivng mou odnyei otnv aipdluon Kat

24

OTNV AVATTIOTEAECUATIKN alpomoinon. Xtnv a-8aiaoc-
oalpioa, n mepiooela alucidwv y-oaipivng oxnuatilet
NV aloo@aipivn Barts (y4) evw nmepicoeia aAuoidwv
B-o@aipivng oxnuatifel tnv aipooaipivne H (B4). Ztn
B-Balacoaipia n mepiooela ahuoidwv a-cealpivng ma-
payouv aoTtadn a-teTpapepr, Ta omoia MPokalouv on-
MavTiké ofeldwTikd otpeg mou odnyei o PAAfeC oTov
KUTTAPOOKEAETO. H avamoteAeopatikry EpubBporoinon
Xapaktnpiletal amo mpdéwpen andntwon Twv mpoédpo-
MWV EPUBPOKUTTAPIKWY Hop@WV. MeAétec otnv ava-
moteAeopaTiki epubpomoinon éxouv Seiel Slatapayn
o€ S1a@popa HOVOTTATIA OTIWE UTTEPAEITOUPYIA TWV HO-
vomatiwv JAK/AKT/mTOR kaiSMAD2/3 kaBw¢ emiong
KAl 0TNV éK@pacn S1a@dpwv HoPIiwV TTOU EUTTAEKOVTAL
otnv epubpomoinon (m.x. TGF-B, HSP70 ). Adyw tng
XPOVIaG avaldiag mapatnpeital avénuévn mapaywyn
gpubpomoINTivNg TTOU EMOEIVWVEL TNV AVATIOTEAECUO-
TIKN} EpuBpomoinon, e€wWHUENIKEC £0TieC KAl EEWMUVENL-
KA aiporoinon (nmatoomAnvoueyalia Kat emdgivwon
™¢ avapiag). Ot Sdlatapayég oTnV opolooTacia Tou
odrjpou mai(ouv kaBoploTIKG poAo otnv mabouaio-
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Mivorag 1. Khrard pimfpan Tafwopnong TOT - NTDT.?

Clinical Criteria TDT More Likely NTDT More Likely

Age at presentation <2 years >2 years
Degree of anemia at presentation Severe Mild to severe
Clinical anemia affecting daily living Yes No
Splenomegaly at presentation Severe Mild to severe
Jaundice No Mild
Skeletal deformities Yes Negative to mild

Growth retardation

Moderate to Severe

Negative to moderate

Trans fusion l'l_‘L'll_ll]'L']‘l‘lL‘['l ts

Li fulnng, dependence for survival

None, occasional, or frequent
but temporary

Hb levels 67 gm/dL 8-10 gm/dL
Nucleated RBCs Numerous Negative to few
Reticulocytes >10% <10%

TDT: transfusion dependent thalassemia; NTDT: non-transfusion dependent thalassemia; RBCs: red blood cells.

Aoyia Tng vdéoou. H avamoteAeopatikn epubpomnoinon
@aivetal va emnpedalel meploootepo Ta emimeda ePi1di-
VNG O€ OX€0N HE TIG CUYKEVTPWOELG oldrjpou. Mapd Tig
aAu€nuEéVEC OUYKEVTPWOELC OIONPOU, N TTAPAYWYH TNG
eP18ivng eivat maBoloyikd KateoTaApévn, auavovtag
v anmeleuBépwon Tou odrpou amod ta SIKTUOEV-
806nAlakd KUTTOPA Kal TNV anmoppo@non Tou amo Td
EVTEPOKUTTAPA, OONYWVTAG OTNV UTIEPPOPTWON Ol-
Onpou. Xtn puBuion TNG ePLdivng CUPETEXOUV LOPLa
onw¢ o GDF-15 kat n epuBpoeppovn (ikova 3) 1617,

2°NMeprotatiko
Appev 7 €TWV TOPATTEUTETAL AOYW UTTOXPWHNG

MIKpOKUTTapIKAG avawpiag(Hb: 6,8 g/dl, MCV: 57f],
MCH:15.2pg) n omoia dtamotwOnke katd t Stapkela
voonAeiag anod ypinmn HIN1. Ta emineda aipooeaipi-
vng(Hb)tou maidiov kupaivovtav 8-9 gr/dl. e nhe-
KTpOQOpNoN Tou £yive o€ IOIWTIKO €,pyaoTrplo 80-
Onke n emopevn amavtnon: HbA2 :1.2%, HbF 4.1%, X
KAAoua: 5%.Am TO ATOUIKO IOTOPIKO Tou TTadIoU mpod-
KELTAL IO TTIPWTO TOKO, PUCLIOANOYIKOC TOKETOC e BApOC
yévvnong 2950 gr mou eUPAVIOE VEOYVIKO (KTEPO OTO 2°
24wpo {wnc kat éAaBe pwtobepaneia yia 48 wpec. Agv
eAapPBave cuoTNUATIKA aywyr. ATTO TNV AVTIKEIUEVIKN

e€étaon mapouoldalel wxPOTNTA, IKTEPIKN XPOLIA ETUITE-
PUKOTWYV, NratoomAnvoueyalia og (‘Hnap ynAaento:
+3 cm, oAV PnAaenToé: +1cm) Kal UCIOAOYIKH avd-
ntuén B.X. 24.5kg (25-50"EQ) YX:124 cm (25-50"EQ)

Me Bdon Ta epyaoctnplakd eupnuata (mmvakag 3) to

maudi €xet:

1. B-pecoyelakn avaipia pn petayyloloe€aptw-
Hevn

2. Awpocpaipivonradsia H (HbH)

3. eival eTepoluywtNnC o LECOYEIOKAC

4, gival etepoluywTng 3 LECOYEIAKNAC

H owot) amavinon eivat ot To maidi maoxel ano
HbH.

TxoNaopodg andvinong Téoo n untépa oo Kal o
TTATEPAG £XOUV UTTOXPWHN UIKPOKUTTAPIKE AVAIMia JE
puolohoyik HbA2. Apa w¢ mbavég diayvwoelg tibo-
vTal 1600 n eTepoluywTia NG B Meooyelakng avaiuia
(owwmnAoi popeic) 600 Kal TNG a-IECOYEIAKNG AVAli-
ac. To mawdi mapoucidlel umdXPwWUN UKPOKUTTOPIKA
avaidia pe aipoo@alpivn H otnv nhekpopdpnon Kal
€yKAEloTa TUTTIOU a amd TNV popoloyia Twv pubpo-
KUTTAPWV guprjpata mou Bétouv tn Sidyvwon tng
HBH. To kAdopa X mou §66nke wg andvtnon otnv nAe-
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KTpo@dpnon tou maidlou amnod 1o ISIWTIKO EpYacTrplo
XWpI¢ eumelpia oTIC alpooPalpvodBeleg avTIoTOIXE(
otnv alpoo@aipivn H.

AwoocpaipivonaBeia H

H a-peooyelakn avaipia (MA) xapaktnpiletal amno
MEWMEVN TTapaywyr TwV a-aAucidwv g alpooeat-
pivne. Eival kKA\npovouiky vooog kat petapipadletat ye
TOV UTTOAEUTOUEVO QUTOCWHATIKO XOPAKTAPA. ZTnV
EMAda 7% tou yevikoU mAnBuopou gival @opeic a+
MA (ue ocuxvéTtepo To éNNelppa 3.7 kihoPdoelg —a3.7)
Kal aAANo 1% eival @opeic kdmolou a® eN\eippatog i a™
maboloyiki¢ maparayric. Ot gopeic Twv petala&ewy
ota a-yovidia givat 5UokoMo va SlayvwoBouv Kabwg ot
AIPATONOYIKEG TOUC TIAPAUETPOL €ival ouvriBwg evtog
(PUOIONOYIKWV opiwv Kal emiong Sev mapatnpeital av-
&non ota enineda g HbA2 1} Tng HbF. To KAwvikS @a-
opa ¢ a-MA eivart Idlatépwg eupu Kal Kupaivetal anéd
QOUUMTWHATIKA €w¢ Baputatn cuvdpour mou eival
aocuupatn pe Tn wry Kal TpokaAei evdountplo Bdvaro.
Mpokaheital cuxvoTEPA ATIO EANEIPMATA TUNUATWY TOU
DNA (deletions), Ta omoia dA\oTe pelwvouy (at) kat aA-
Aote epmodifouv Teleing (a°) TNV mapaywyn Twv a-a-
Aoowvarmo to maBoloyiko arAnAio. Mo omdvia mpoka-
Agital OpwW¢ Kat amd PeTaAA&elg Tou adpavormolovy To
a yovidio (un eNeppatikéG — nondeletional, a'). Kabe
(PUOIONOYIKO ATtopo €xel 4 a yovidia. Yidpyouv 4 Bact-
KEG PAIVOTUTIIKEG KATNYOPIEG A-UECOYEIOKAG avalpiag :
1) H anwAela rj adpavormoinon evog amno ta T€ooepa a
yovibla 6ev cuvodevetal amd alpatoloyikég dlatapa-
¥€¢ Kal ovopdletat Ama etepoluyog a-MA. 2) H éNAel-
Pn duo a yovidiwv amé 1o id1o xpwudowua ovopaletat
Bapeldetepoluyog a-MA. To dtopo €ival acuUPNITwaA-
TIKS, aAA ouvABwe eugavilel pia Ama umdxpwun,
MIKPOKUTTAPIKA avalpia. 3) H alpoogaipivondBela H
eivat n mmo cofapr HopPr TN A-IECOYEIAKNAC AVAIUiag
mou givat oupBatr pe t {wry. Ogeiletal oe cuvduacud
peTaAGEewv TTOU €xOUv oav amoTENECUA TN HEiWoN
NG MapAywyng Twv a-aAucidwv oTo mepimou 25% tng
@uololoyIkiAG. H oxetikn mepioosia Twv B-aluoidwv
oxnuartilel éva tetpapepés yvwoto we HbH (4), amn’
1oV N VOOOC TNPE TO OVOUA TNG . 2TV uPpuikn Kat
VEOYVIKH TTEPIOS0 N OXETIKN TIEPICTEIA TWV Y-AAUCIOwV
oxnuatiCel éva aA\o TeTpapepé yvwoto wg HbBart's
(y4). H KA\VIKR ékppaon TnG vOoou TIOIKIAAEL, amd Armia
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avalpia péxplt cofapry TOU va amaltel PETAYYIOEIG
(katd tn Stapkela Aolpwewy 1 eyKLOCUVNC, KAl TTOAU
OTAvia CUCTNUATIKEG PETAYYIOELG). ATIO TOV €pyaoTn-
PLOKO €AEYXO SIATIOTWVOVTAL UTTOXPWHIA, MIKPOKUTTA-
PWON, AVICOTIOIKIAOKUTTAPWON Kal auénuéva SIKTuo-
epuBpokuTtTapa. KAvikd evpnuata mephapfdavouv
ktEPO, nrratooTAnvoueyaAia, xohoAiBiaon (>30% twv
aocBevwv kal amoteAovV aitia XoAokuoTITIdOC Kal avi-
ovong xoAlayyelitidog)?kal kabuoTtépnon avamtuéng
ota matdid.H mieloPn@ia Twv MEPITTWOEWVY AIOTPAl-
pivortdBelac H €xel yovotUmoug mou odnyouv o€ fmia
evllapéoou Baputntag KAVIKA €lkéva (emimeda aipo-
oaipivng mepimou 8-10g/dl).Zmavia ekdbnAwvetal oav
eUBpPUIKOC USpWMAC.

H HbH &ev unopeiva Saveipel ofuydvo oToug 1oToUg,
gival SnAadn Aertoupyikda avevepyng Kal i TTAEoV gival
a0TaONG KAl N KATAKPAMUVION TNG TTPOKAAEL TOV oXNnUa-
TIOUO TWV XOPOAKTNPIOTIKWY €YKAEIOTWY, KaBwg BAA-
Bn ™¢ epubpokuTTApPIKAC PEUPBPAVNC Kal alpdAuon.
Extd¢ TNG XpOVIag aluoAuong OUwWGE, Ol TTACXOVTEG ATIO
aipoogaipivonidBela H mapouaoidlouv kat éva Babuo
AVATIOTEAECUATIKNA G EpuBpomoinonc®. H Beparmneia Twv
acBevwv mephapfavel 1o UANIKS ol (2-5 mg/n),
1dlaitepa ota Madld MPOKEIUEVOU va avtamokplBouv
oTIC avdykec TN avénuévng gpuBpomoinonc?-?. Emi-
A€oV TIOPA TO YEYOVOC OTI Ol TIEPIOCOTEPOL A0HDEVEIC
€xouv omAnvopeyalia, n omAnvekTour &gV cuoTHVETAL
otav Slatnpouv otabepd enineda alpoopaipivng, dev
ATTAITOUV CUXVEG UETAYYIOEIC KAl OEV €XOUV UTIEPOTIAN-
vIopo. H amwAela Kal Twv tecodpwv a yovidiwv eival
acuppatn pe tnv (wry, kKabwc To £uPpuo ite amofiwvel
evbounTtpiwg, €ite avantucocel UpwWTA Kal amoPIwWVel
META TOV TOKETO.

Oepancia Mecsoyelakng Avatpiag

H Bepancia tng MA (petayyloloeaptwpevn Kat
MN-peTayytoloe€aptwuevn) cuvoyiletal otnv €IKova
45 H OgpameuTIKN) QVTILETWMON acBevwv pe Balao-
oalpia mepthapBavel Tn cuvtnpnTikA Bepareia (Letay-
yioglg, amootdrpwaon, AVTIUETWITION EMITAOKWY TIOU
mpokahouvtal 1 oxetiCovtal amd tn vooo), T PIJKA
Oepaneia (peTapOOXELON AIPOTIOINTIKWY KUTTAPWV)
Kal TIG véeg BepameuTikég emAoyég 2. H mpoodoc otnv
katavénon Tn¢ maboguaioloyiag TN B-UECOYEIOKNAC
avaipiag vooou £dwaoe tn duvatdtnta va avantuxbouv
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[Mivakac 2. 10 NEPISTATIKO, EPFASTHPIAKES KAl MOPIAKES ESETAZEIS THE OIKOMENEIAS.
AZOENHZ MHTEPA MATEPAX
Hb (g/dlI) 6,7 13,6 12,3
Ht(%) 22,9 43 39
RBC (x100°/uL) 3,75 5,09 6,15
MCV (fL) 61 72 63
MCH (pg) 17,9 26,7 19,9
MCHC (g/dl) 29,3 31,6 31,4
RDW (%) 23,5 13 14
RET (%) 5,83 1,59 1,3
Fer (pg/L) 135 42 70
HbA2 (%) 4,9 2,6 5,6
HbF (%) 3,8 0,2 0,6
Genotype IVSI-110/+1480 +1480/N IVSI-110/N
B++/ B+ B++/N B+/N
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Eikova 2. 10 lNepiotatiké KaumoAec Avamtuéne maibiou
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MNivakag 3. Epyaotnplakd eupripata @awvotonwy B kat 8B Balacoaipiog

Aipatohoyikol Hb MCH | MCV | Avwpak. | Avuer HbA HbA, | HbF HbA HbA, | HbF
@awdrunot Pg fl | epuBpuv | puBpuv (%) (%) (%) (%) (%) (1]
p-Bakaooawpia

(YdinAf A2 )

B° Bapict OAM | <27 | <79 -+ A 92-95 =35 | <4 0 2-5 |[195-98
B* Hmiog 1. OnAM | <27 | <79 ++ A 92-35 =35 <4 >40 2-5 | 30-60
B** MeooyelaKoe T OAM | <27 | <79 ++ A 92-95 >35 <4 =70 25 15-30

r"llln}tﬂ J"L,+F )

(buoioh, A?+F}

Tinog 1 (B*) ownnpdg 1. D (] [c2} 0.+ 92-35 <35 <2 >80 2-5 <20
Tonog 2 (B* i B7) OAM | <27 | <79 +, A 92-95 <35 <2 ~5 2-5 a0
&°p* Corfu OAM | <27 | <™ o+ A 92-95 ~3 3-4 5 0 95
(BB Yinhi F OAM | <27 | <79 o s 80 <35 | 10-20 0 0 95-98
(5p) Lepore OnM | <27 | <79 + 4+ A 80 <35 | >5 0 1] 80
Hb Lepore Hb Lepore
8-10 10-20

B: guarohoyiki, M: pewwpévn, Az avEnpgvn

véeg BepameuTikég pEBodo>?*% ol omoieg umopouv va
ta&lvounBolv o€ TPEIG PEYANEC KATNYOpPIEC e Baon TO
TaBOYEVETIKO UNXAVIOUS TTou 0ToXeVOLV 1) avicoppo-
niia oTIg ahuoideg a/B-o@alpivng 2) avamoTEAECUATIKN
epuBpomoinon kai 3) Siatapayég oto pPetaBoAlopd Tou
odrjpou . Auti n véa yvwon, padi pe tnv mpoodo otnv
ATPIKI TWV HETAYYioEWV €Xouv petatpéPel Tn Balao-
oalpia amd madIaTPIKN VOOO HE KAKN TTIPOyvwaon o€
XPOVIa VOOO TNG Héong NAIKiaG.

AkolouBei évag alyoplOuog diepelivnong tng umo-
XPWHNG HIKPOKUTTAPIKAG avalpiag (eikdva 5)°.

OMokAnpwvovtag To Ke@AAAIO TNG MECOYEIAKNAG
Avaipiag 6a avagepBoupe Tt mepIAapBAvel o poOAog
Tou MaSIdTpou otV MapakoAolOnon Twv TSIV Pe
AIHOCPAIPIVOTTADEIEG:

1) KAvikry ektignon: kat 1dlaitepa n kataypa-
®N TwV KapmuAwv avdamtuéng. Onwg og kaBe maudi kalt
KUPWWG ota maldld Pe MECOYEIAKN avalpia (Aoyw Tng
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XPOVIaG avaldiag) n owoTtrh aVTIPETWITION TNG avali-
ag avTikatontpifetal amd tnv oTtafepdTNTA TOU PUOI-
oloyikoU puBuol av&nong oTIC KAUMUAEG avanmtuéng
(apov €xouv amokAelotei AAAa maBoAoyikd aitia).

2) EppoAiacTiké mpoypappa: Ta madid pe peco-
yelakn avaipia epBoiialovial cuppwva e 1o €0vikd
TPOYPAUMA EPBOAIACHOU Kal emmAéov Xpri{ouv THOI0
AVTIYPITIKO €UPBOAIaoUS AOyw opdadag uPnAiou Kivou-
Vou yla voonon.

3) 0dnyiec dlatpoPric: akoAouBouv Ti¢ Slatpo@l-
K€G 00nyieg Twv uylwv Tadlwv avtioToKng NAKIAG HE
eaipeon TNV amouyn TpPoPwv e Gidnpo Adyw atpo-
odrpwong

4) APXIKN QVTIHETWMION AolMwEewv: Ze évtovn
wxpotnTa, aduvapia f/kat mapaTelvopeVn SEKATIKNA
TUPETIKN Kivnon xpri{ouv ekTiunong Ye YEVIKA aipaTtog
Yla aTTOKAEIOUO MBAVAE AIMOAUTIKAC Kpiong. Xuotaon
yta Siakorm udpououpiag kal amooidrpwong Katd tn
Sidpkela TNg Aoipwéng
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Bone marmow expansion
Bone deformities
Erythropoietin T T ——M Osteoporosis

Thrombotic events Platelets activation Endothelial damage
e Pul!nDl!a!'_!l' + andime_ased | pa ok
L i 2ggregation Nitric oxide decrease
Phospatidyiserine-exposed
red blood cells '

Reactive oxyqgen species T T
Microparticle generation

Liver dysfunction Endocrinopathies

Eikéva 3. [TaBopuaioloyia tnc Meooyesiakric avaiuiag®
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mVGKGC 3. 20 MEPISTATIKO EPTASTHPIAKOX KAl MOPIAKOX. EAEMXOS THE OIKOTENEIAS
MNAIAl MHTEPA MNATEPAX

Hb (g/dl) 8,6 10,8 13,4

Ht (%) 32,2 33,6 41,2

RBCx100%/uL) 5,64 4,95 5,03

MCV (fL) 57 67,9 82

MCH (pg) 15,2 21,8 26,6

MCHC (g/dl) 26,7 32,1 32,5

RDW (%) 17,6 13 14

RET (%) 2,17

Fer (ug/L) 31 30 120

HbA2 (%) 1,1 2,2 2,5

HbF (%) 0,5 03 0,5

HbH (B4) (%) 15

NRBC 2%

Eyk\eloTa (+++) ) Q]

Genotype a-3.7/--med aa/--med a-3.7/aa

O podhog Tou madidtpou AEN mepihapfBdavel Tnv avti-
METWMION-Ogpaneia TNG avalpiag, Kal Twv EMITAOKWY
NG(UETAYYIOEIC, APUAKEVTIKN aywyn - udpofuoupia
/amooidripwon mapakohouBnon aipooidripwong Kal
OUUBOoUAEUTIKN). Ta TpoNyoUUEVA AVIIKOUV GTNnV ap-
podiétnTa tou maidoaipatoldyou. O ONUAVTIKOTEPOG
pOAo¢ Tou Maidiatpou otV mapakoAoubnon acBevwv
ME aloo@alpIvoTiABELEG €ival n OTEVH EMIKOIVWVIA PE
alpatoAdyo/kévtpo mapakoloudnong.

3° MEPIOTATIKO

Ayopl 4eTwv mapaméumneTal yia dlepelvnon ominvo-
peyahiag kat avatpiag (Hb 6.7 gr/dl) mou SiamotwOnke
katd tn Siapkela SlEPELVNTIKNAC AATTAPATOUNG AOYW
o&eiag Kothiag. ATTO TO ATOMIKO TOU IOTOPIKO gival Sidu-
MOG KUNON, 36 €BSouddwy, Kaloapikn Toun, Ye Bapog
yévvnong: 3kg. Ot yoveicg yvwptlav ot1 gival etepoluyw-
TEG Alpoo@alpvomabelwv Xwpig va yvwpilouv To €idog
™G alpooc@alpivorddelag kal Xwpic va toug éxetl SoOei
TPOYEVVNTIKI OUMPBOUAEUTIKA. Katd tnv Sidpkela tng
SlepeuvnTikA¢ AamapoTopiag o madi éAafe pia pe-
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Tayyton. Ao Tnv avtiKelpevIKn §€taon SlamoTwinke
KTEPIKN] XPOIA EMITEPUKOTWY, NITATOOTIANVOUEYaAia
(Hmap: ynAaentd +2cm, ormAnv: PnAaentog +2cm) Pe
@uotoloyiki avantuén B.Z. 21kg (90" E@) YX:106 cm
(75" E@). Artd 10 untepnxoypa@nua Kolhiag: empBePfaiw-
Onke n omAnvoueyahia (ZmARv: avénuéveg Slao0TACEIC
13.5cm)

Tidiayvwon €xet o acBevng?

1) B-peooyesiaknavaipia

2) OpoluywTtng SPEMAVOKUTTAPIKAG AVAIMiag

3) MikpodpemavokutTaptkn avaiuia

4) Etepoluywtng ApemavoKUTTApIKAG avalpiag

5) Timota ané ta mapamavw

ZwoTn anavtnon : MIKpoSpeMAVOKUTTAPIKN avalpia

TxoAlaopdg amavinong Me Bdaon ta epyactnplakd
amoTeAéopata Tou mivaka 4 n untépa gival etepolu-
ywtng dpenavokuttapikng (HBS:33%, HBF:0.2%, Osti-
KO TEOT OPEMAVWOEWC) EVW O TTATEPAC ETEPOLUYWTNG
B-peocoyelakric avatyiog (uméxpwunMCH:23pg, pikpo-
KUTTapIkn:MCV:68fl avaipia Hb:12.7 gr/dl, pe auénuévn
HbA2:4.8%). O acBevng éxel HIKPOSPETAVOKUTTAPIKN
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Hon-transfus ian-dependent

thalmsmemia

genatype, or avallable
[BSOUTCES

| .voung patients

~ = Gene addition (betd cel: conditionally approved by the

Eurcpean Medicines Agency)

- .« Gene editing

| - older patients

- Haploidentical donor

<Avzllable human keukocyte antigen-matched donor

- Luspatercept
- Investigational

~ « Regular (usually every 2-4wesis)

= Targeting pre-transfusion haemoglobin conentrations:
1 Q5105 Qi

» Defermmamine, deferprone, and deferasinog
| (monotherzpy or combination treatment dally)
- Timely Enitiation, indvidualise regimen, and toxicity

| monitorng
= Target close to nomal ange of ron boad

= Dieferaxamine and deferasiroy approved: deferiprone,

off-label data avallabie
= To start wheen Iver Iron concentration =5 mogJg dry
welght tissue o ferritin= B00 WL

« Healthy Bfestyle. supplements

= Renal complications

= Cardiac (amythmizs; insufficency)

= Pulmonary hypertension

= Growth fallure. gonadal dysfunction

= Osteoporosls, glecose homoeostasts disorders

= Hypoparathyroldism, lypothyroidism,. hypoadrenalism

= Infections
_h e
= Alioimmunisztion

= Mionitoring {growth, kron overload with ferrdtin/MR, organ dysfunction, @ncer survelllance)

Haemoglobin-inducding - Inwestigancnal
= Mone or sporadic (D-& sesslons peryear)
= Diepends on severty of the anzemila
| ek ety = Often required during certaln conditions (pregnancy,
Infections, surgicl procedures)

Eikéva 4. Osparneia Meooyeiakri¢ Avaiuiag®

31




Aghtio

A’ Nadratpikry KAvikn Mavemotnpiov ABn

TOMOZ 73, TEYXOZ 3, 2023 - 56n MNAIAIATPIKH ©OEPATEYTIKH ENHMEPQZH

Full medical history
Family history (family screeming in high risk areas)
|
CBC
Blood smear

Low MCH (<27 pg)

v

Low MCV (<B0 fl) + ]

Microcytosis
Hypochromia .. S : Consider iron
Target cells <12 ng/ml deficiency anemia :
+/- Inclusion bodies (HIbH) Sommrsenrag e
SF >12 ng/ml . Iron supplement for 3

.

{ Hb electrophoresis & HPLC

months

] No improvement

v . . Y

HbA2 < 35-4% HbA2 > 35-4% HbA2 > 3.5-4% HbH = 5-25% Dther Hb
HbF <1% HbF = 0.1-5% HbF > 5-50% HbA2 < 3.5-4% | varients
L - - - - s e
R T v v
a-thalassemia : : HbE d'isortltrs
trait and related P 'h"l]“""’“ '}.“mm“'“. HbH disease HbS disorders
dlsceders ralt inte i HbC disorders
Others

Eikéva 5. AAyopiBuoc Siepebvnong Ynoxpwuns Mikpokuttapikrg Avaiuiac 9

2 * W, W . < ¥ 0Ocw¢ BeTIKO Kal omAnvoueyalia. Ad tnv pop@oloyia
2 O e st l_u; ® Twv EPUBPOKUTTAPWV (€lkOva 6) mapatnpouvtal Spe-
Wt - = { . ﬁ"

TTAVOKUTTAPA Kal 0 YovISIaKOG EAeyxog emiBeBatwvel
™ Sidyvwon (mivakag 4).

o 0% £ 0982 u*ﬁ

u,-.;:.r E .,-‘In (J Fo | ApemavoKuTttapikn Avatpia

C “€ g ] _‘_f H Apesmavokuttapikry avaipia (SCA), opoluyn Spe-
b o .r ) o~ TavokuTTapIkn (BS/BS) ogeiletal O€ pia ONUELIOKN Me-
f‘ "{} 5? f h'L'E _ c;-“‘ (= g TAMaén oto KwSIKOVIO 6 TOU PUOCIOAOYIKOU yovidiou

Eikova 6. Mepiotatiké 3. Mopgoloyia epuBpwv acBevoic

avaiuia yati €xel UTTOXPWUN MIKPOKUTTAPIKA avalpia
pe HbS: 62%, HbF :16% ka1 HbA2: 4.7%, teot Spenavw-
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™¢ B-aiucidag (HBB), mou avtikaBiotd n Buuivn pia
adevivn (A—T) pe anmotéeopa tnv mapaywyn Balivng
(éva ubpoYofo apvoly) avti Tou yYAoutauikol o&€og,
mou givat udpo@iho. Av kat Aol ot acBeveic pe SCA ma-
pouacidlouv TnV idla yevetiki BAAPBN, n KAVIKA gIKova
Twv acBevwv mapouotalel peyahn KAIVIKN ETEpOyEVELQ
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“iVGKGC 4., 30 NEPISTATIKO, EPTASTHPIAKOX KAl MOPIAKOS. EAETXOS THE OIKOTENEIAS
AZOENHXZ MHTEPA MATEPAX

Hb (gr/dl) 10,3 12,1 12,7
Ht (%) 32 36,2 38,1
RBC (100 3/pL) 4,79 4,33 5,56
MCV(fL) 67 83,6 68,4
MCH (pg) 233 28 22,7
MCHC (g/dl) 32,3 32,1 33,2
RDW (%) 20 13,6 14
RET (%) 3,33 1,3 1,56
Fer (ug/L) 169 60 124
HbA2 (%) 4,7 2,3 4.8
HbF (%) 16,3 0,2 0,7
HbS (%) 62,3 33,1
Test OeTIko OeTikd
Spemavwoewg
Genotype IVSI-110/PBs Bs/N IVSI-110/N

2627 31nv ENAGSq, n péon ouxvotnta Qopéwv TG vo-
oou gival mepimou 1-1,5% e ETEPOYEVAKATAVOUN. Z€
TIEPIOXEC e auénuévn EAovVosia Ol CUXVOTNTEG KUpAi-
vovTal amo 6-23%. Meploxég e uPnAr cuxvoTnTa gival
N XaAkidikr (23%) kat o Opxouevog (20%), evw Xaun-
Aotepn ouxvotnta (<10%) umdpxet otnv Kapditoa, Tnv
Apta, Tnv HAegia, Tn Meoonvia, tn Bopeia EvBola,
Afpvo kat tn MutiAfvn?,

YUpewva pe TNV MaveAAvia kataypagr Twy aiyo-
ogalpvorrabeiwv to 2015, Bpiokovtat ev {wn 1032 md-
oxovteg pe SCD, amod Toug omoioug ot 855 givat Simhoi
etepoluywteg HbS/B-thal kat 177 opoluywteg HbS/S .
H Bvnootnta amo dpemavokuttapikr avaipia (SCD)
€xel pewBel Ta TeleuTaia xpovia otnv madikr nAkia,
evw €xel au€nBei oTig nAikieg 20-24 eTwv™,

H Apemavokuttapikr avalgia xapaktnpiletat amd
XPovia alpoAuTIKy avatuia (e§wayyelakn kat evéoay-
YElOKR aludiuon, pe péon Siapkela (wrig Twv mabolo-
YIKWV €puBpwv 17 nuépeg), B) amd ayyeloano@PakTi-
KEG KPIOELg, y) xpovieg BAABeg opyavwy, 8) auénuévn
€UTIAOEL0 0 AOIPWEELG Kal €) YUXOKOWWVIKA TIPOBAN-

pata “.0tacBeveic mapouoidlouv o&éa kal xpoévia cup-
Bauata (sikova 7).

H 1Mo ouyvry emmAOKY €ival Ol ayyEI0QTTOPPOKTIKECG
Kpioeglg mou mpémel va avtipeTwrmifovtal dueca péoa
o€ 30 min and tnv évapén tou mévou. Yridpxouv dnuo-
oleupéva BepameuTiKd TIPWTOKOAA amd To Yroupyeio
Yyeiag (2018)*". H mo ouyvry artia Bavatou otn Ape-
mavokuttapik Noco ival To 0 Bwpakiko cuvdpo-
po (ACS) 32, Ndavw amd T1a pod maidid pe opodluyo SCD
(HbSS) epgavifouv ToudyioTov éva enelocodio ACS tnv
mpwtn dekaetia TnG {wnr¢ Touc.2To Tivaka 5 avagé-
povTal Ta 1Mo cuxvd of€a cuudapata Kat n apxIKr Toug
QVTIPETWTTLON.

H BepameuTikn aVTILETWTTION TWV aoBevwy cuvoyi-
Cetal otov mivaka 6. Mephaupavel tnv vdpoduoupia,
L-yAoutapivn, voxeletor**. Xnuelompo@UAagn ue avtifi-
won (apoéIkiAAivn) cuoTtrvetal ota maidid and nAikiag
2 UNVWV €w¢ Kal 5 €TV AOYW AEITOUPYIKAGH AVOTOI-
KA aomAnviag os §6on 125mgx2/nuépa ya madid <3
€TWV Kal 660on 250 mgx2/nuépa ya madid 3-5 etwv ¥,
Mia amo Ti¢ coBapég eMMAOKEG TNG ApEMAVOKUTTAPL-
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EKTIMHEZIH / ANTIMETQIIZH

Enwmduveg Ayyeloamo@pakTikéG Kploeg
(SakTLAlTISO, HETAPUVOELS HAKPWY 0GTWY,

AMEZIH ANTIMETQIZH - EKTIMHEIH
ANAAOI'A ME BAPYTHTA

attodoyiag)

omovBuAlkl]  oTNAn, TUEAD, OTEPVO,

TALVPES, Yv@Bo, HECEVTEPLO aYYEiQ, KAT)

Mupetdg  kat  AolpwEn  (onpapia, | AMEZH ANTIBIOTIKH KAAYWH,
mvevpovia, pnviyyitida, ooteopveditida) [MTAPENTEPIKH EIll ENAEIZEQN

Ofela Ne@pixi) Avemdpkela AMEXH

Mplamopoe AMEZH IAIQX AN ENIMENEI >1 1PA

080 ktepikd emegddio  (XoAoABiaom, | AMEZH

XoAokvotitida, evéonmatiky yoAdataon)

Kpion Hmatikot eykdwfiopon AMEZH

O%ela Avapia (amAaoctiknis 1) apodvtikig | AMEZH EKTIMHZIH / METAITIEH

ANAAOT'A ME BAPYTHTA

Kplon ZmAnvikov sykAwfBiopon

AMEZH ANTIMETQIIIZH

080 Bwpakikd ovvdpopo

AMEXIH ANTIMETQIIZH

Ayyeiwaxko Eyke@atikd Emeic68io

AMEZH ANTIMETQITIZH

[MoAvopyaviki] AvETApKELX

AMEZH ANTIMETAQITIZH

O&éa 0@ BaApoAoyIKd oupBdapata
(Yoapa, amdéppadn kevrpuas aptnpiag
ap@Binotpoeidon, KOYXIKEG Kt
TEEPLKOYXLKES HOAUVOELS,  £R@paKTa
KOY)0v, 6UVEpopo cuputieons KOyyov)

AMEZH EKTIMHZH /
ANTIMETQIIZH
BAPYTHTA

ANAAOTA ME

Eikéva 7. O&éa kat xpovia oupuBduata31(Ymoupyeio Yyeiag 2018, Ospaneutikd mpwTokoAAa )

KAG VOOOU €ival Ta EUPPAKTATOU OTTARVA, TTOU 0dnyei
o€ Aertoupylky aomAnvia oto 94% twv acBsvwv pe
SCD. & maudid pikpdTtePA TWV 5 £TWV pia Aoipwén amo
MIKpOBIa Pe KaPa OTwE (TVEUOVIOKKOKOG, UNVIYYITI-
SOKKOKOG, AIHO@INOG) pmopei va oSnyroel og pikpofi-
aipia kat Bdvato og Aiyotepo and 24 wpec.3®

Kpitriipla mapamopming yia elcaywyn o€ ac0evipe
SCD

1) Epmopeto >38°

2) Evtovn wxpotnta

3) Owpakikéd diyog + duomnvola

4) ZoBapd KoNlakd AAyog

5) AlappOiKEG KEVWOELG HE EUETOUC Kal apuddTwon
6) Nplamopég >30 min

7) Neupoloyikég Slatapayeg
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Kpitiipta yia kat’oikov mapakohouOnon o€ aoOe-
v pe SCD

1. Avuokolia oitiong

2. Pwitida, Brixag , cuunmtwuata and avwrtePo
AVATIVEUOTIKO

3. OOoTIKA AAyn TTOU UPioVTal UE ATIO TOU OTOMA-
TOC AvaAyNTIKA

> Evubatwon

> MapaketapoAn , NSAIDS

> Z€OTO Umavio

OAoKANPWVOVTAG TO KEPAAALO TNG APEMAVOKUTTAPL-
KN¢ Avaipiog 6a avagepBoupe oto Tt mephapPdvel o
POAOC Tou TTAISIATPOU OTNV TTapakoAoUBNoN Twv mat-
Slwv PE APEMAVOKUTTAPIKN avalplia:

1) KAvIKn eKTipnon: 0mwg Kal 0Toug acBeveic pe
Meooyelakda ocUvdpoua gival amapaitnTtn n Kataypaen
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”iVQKQ( 5. SYXNA OZEA SYMBAMATA XTH APEMANOKYTTAPIKH NOZO KAl ANTIMETQIIZH

O&¢a Zuupauata ApPXIKN AVTILETWOTION

AYYELOATTIOPPAKTIKA Kpion -A€lohdynon alyouc ue €181kd epyaleia

-Xoprynon avoAyntikwv péca o€ 30-60 min amd tnv évapén tou dAyoug
-Amoguyn Yuxoug

-Evudatwon aA\da amoguyn umepevudatwong

-A/A avaloya [E TNV evTomion Tou aAyouc (onmTikn apBpitida, GTANVIKOG
EYKAWPIoPOQ)

0O&U Owpakikd XVVdpopo -Elcaywyrj oto voookopeio

- Alatripnon Sp02>95%

v’ eumipeto & véa dibnon M =t °
otnvRoBwpaka+eupriuata
ard TO AVATIVEUOTIKO -AvamnveuoTiKr puoloBeparneia

- Ammoguyn unepevuddatwong

-Evap&n avTiBloTIKWV EVPEOUC PACHATOC
Al éugakto,  Aoipwén,

Aca5nC ELBOAT] -Metdyyion i Apaipaén i Apalpaopetdyylon avaloya e odnyieg mal-

SoalpatoAoyou

Mupetog -KaM\iépyeleg aipatog

- AvTiBloTikr) aywyn €upgoug @aocpatog péca oe 30 min amd évapén
EUTTUPETOU

- AmrokA&lopo Ipimng

-A/A ooBapwv Aotpwéewv (m.x. ooteopvelitida)

-E€wvOoCOKOUEIOKN QVTIPETWTTION OTOUG acBeveic xaunAou kivouvou

YTANVIKOG EykAwBiopdg -Auénuévn mBavotnta o€ <5 eTwv maidld

-Exmaidevon yovéwv yia YnAdenon omirva

-Extiunon peyéBoug omAnvog o€ KABe emioken

-Ev&ei€n yia amin petdyyion

- JUoTaon yla omAnvektopn 1 évapén cUCTNUATIKWY LETAYYIoEWV

AMAQOTIKN Kpion -Avatpia pe xapnhda AEK
-Noipwén amo Parvo 19 gival n mo cuxvr attia
-loxupn évéelén yia amhn petayylon ZEA

Ayyelako Eyke@aAikod -Etiolo AlakpaviakoDoppler amd 2-16 etwv
-X ¢ 1oxupn unoyia MRI/MRA/CT

- ZUXVOTEPO TA IOXALMIKA aTTo Ta AlOPPAYIKA
- Evdeién apaipaopetayyioswv

- Agutepoyevi¢ TPOANYN E CUCTNUATIKEG UETAYYIOELG

TWV KAUMUAWY avAntuéng ol OTToieg UMoPoUV VA €MTN-  EUPPAKTWV.

PEACTOUV amd Tn XPOvVia avalpia kat tnv vmoéia, Kat 2) EpBoAiaoTiko mpoypappa: Ta maudia e dpe-
EMIMAEOV ONMAVTIKH KATAYPAPH TWV 0pOCNHWY YPUXO-  TTAVOKUTTAPIKN avalpia gupfoiialovtal ocOugwva Ue
KIVNTIKAG €€ENENG Yia aTOKAEIOUO TBaVWY CIWTNAWY  TO €BVIKO TTPOYypaupa eUBOMACGUOU Kal EMTTAEOV XPN-

35



Ashtio

A’ Nadratpikry KAwvikn M

TOMOZ 73, TEYXOZ 3, 2023 - 56n MNAIAIATPIKH ©OEPATEYTIKH ENHMEPQZH

niVGKG( 6 OEPANEIEZ TH APEMANOKYTTAPIKH NOXO (EFKPIZH AMO FDA)
Odappaxo Evéeieig Mnxaviopog dpaong Aoon TuyVEG
avemoOuunTeg
EVEPYELEC
YSpo&uoupia 1998:EvriAikeg yia - Avénon tng HbF ‘Evapén pe 20mg/ Oudbeteporevia
peiwon Twv enwduvwv ’ kg (max 6oon 30-35 | (13%)
KpioEwv - Meiwon g mg/kg)
@Aeypovic (Meiwon OpopPomnevia (7%)
2017: Madid >2 stwv WBC&PLT)
yla peiwon : Navtia (3%)
- Meiwon
1) twv £KQPAONG Hopiwv
eMnwouvVwv TIPOCKOAANGONG
Kpioewv
- Abgnon mapaywyng
2) avayknyla povo&eidiov Tou
UETayYioelg alwtou .
L-yAoutapivn 2017 : evAAIKEG Kal - A0¢non tou NAD ota | Adon avaloya Tou AvokoMidTtnTa (21%)
madid (>5 eTwv ) yla SpemavokuTtapa Bapouc:
UEiwon Twv coBapwv Nautia (19%)
EMIMAOKQV (KPIOEIC, - Meiwon tou <30 kg: 5grBID o
00 BwpPaKIK)) 0€e18WTIKOV OTPEC Kothiaké dhyog
oTa EpUepOKl')TTCpo 30'65'(9 10gr BID (1 7%)
>65kg: 15gr BID Kepahahyia (18%)
Brxag (16%)
Voxeletor (FDA) 2019:EviiAiKeg Kal ANMOOTEPIKOC 1500mg/npépa pos | Kepahahyia (26%)
maidid >12 etwv yia TPOTOTOINTAG TNG )
avénon Twv EMmESWV | alpooealpivng: Awappota (20%)
alpgooaipivng
Hoopatptv - Mgiwon ™mg NavTtia (1 9%)
atpdéAvong
H n Kothlako diyog
- Meiwon Tou (17%)
TT000G0TOU
¢ Hb mou Kepahahyia (19%)
moAupepileTal E€cvOnua (14%)
Mupetog(12%)
Konwaon(14%)
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Couv avooomnoinongue PPSV23 >2 etwv, MenACWY>2
pNvwv Kat pe MenB-4C> 6 e3douddwv we opdada uyn-
AoU KivdUvou KaBwe Kal Y €TAOLO AVTIYPUTIKO gUpo-
Aaopé.

3) Od&nyiec Satporic: akohouBouv Tig SlatpoPt-
K€G 00nyieg Twv vylwv Tadlwv avtioTtolxng NAKiag Ye
éupaocn og epouTa Kal Aaxavikd (Aoyw avtio&eldwti-
KWV) Kal armo@uyn Tpo@wv Ue oidnpo

4) Y& emwduveC Kpioelg pémel va Sivovtat odnyi-
£¢ yla apeon évap&n NSAIDS kat evudatwon Kabwg Kat
amo@uyn €kBeon YUuxoug Tou amoTeNE( aiTio ekOHAW-
ONG AyYEIOATTOPPAKTIKAG Kpiong

5) Nowwéele:  avtipetwmiovtal emOeTIKA pe
avTIBIOTIKA €UPEOUC PACUATOC YId AIMOPINO, TIVEU-

MOVIOKKOKO, OTAQPUAOKKOKO, HNVIYYITIOOKOKKO Kal
ocaApovéla. Xuotaon ywa diakomn udpo&uoupiag. Emi
évtovng wxpodtnta, aduvapia ri/kat mapateivopevn Oe-
KATIKA TTUPETIKA Kivnon Xpri{ouv apeong ekTipnong Ue
YEVIKN dipatog yia mbavr aioAuTIKn Kpion 1} omAnvi-
KO/NMATIKO EYKAWPIOPO.

O poAocg Tou maididtpou AEN mepIAapBAavel Ty avti-
METWMION-Oepareia TNG avaluiag, Kal Twv EMIMAOKWY
¢ Ta mponyoUupEVa AviKOuV OTnV aplodiotnTta Tou
naidoaipatordyou. Eival amapaitntn n ouvepyacia
Tou maidoalgatoAoyou pe Tov maidiatpo ota madid
HE Xpovia apatoloylkd voorjuata onwg Meooyelakn
Avaiuia kat ToAU TepIooOTEPO oTa TTAdIA PE ApEMavo-
KUTTOPIKA vOoOo

ABSTRACT

Monitoring of pediatric patients with Thalassemia- clinical cases

Delaporta P, Kattamis A.
Reference Center for Rare HematologicDiseases, Thalassemia Unit, First Department ofPediatrics, Medical School,
National and Kapodistrian University of Athens,

Hemoglobinopathies are a heterogeneous group of
hereditary blood diseases, characterized by one or
more genetic disorders of the structure and compo-
sition of the globin protein chains. Thalassemia and
Sickle Cell anemia are inherited with the autosomal
recessive manner. Despite the improvement of lab-

“Aghia Sophia Children’s Hospital’, Athens, Greece

oratory and molecular methods, early diagnosis and
precisemonitoring of patients remains a challenge in
some cases. Three interesting cases that escaped diag-
nosis are presented in this article. Moreoverthe role of
Paediatricians in monitoring patients with hemoglo-
binopathies is mentioned.

KEY WORDS: hemoglobinopathies, diagnosis, Pediatricmonitoring
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[poPAquata dratapaywv méne/apootaong
0TNV KaBnpepvr madLaTpIKr mpagn

EAévn Nepydavtou-Zuvrtoviotpla Algevduvtpla
Akatepivn MixahomouAov-Empehntpla A’

Kévtpo Alpoppo@idiag/Movada Atpdotaong kat ©poppwong yia Maidia kat Egrioug, Noookopeio Maidwv
«H Ayia Zopia»

H diadikacia t¢ aipdotaong mephapBavel éva ou-
VOAO TTIOAUTIAOKWY AAANAEMOPACEWY UETAEY TwV
KUTTAPWVY TOU aluaToq Kal Tou evdoBniiou Twv ay-
YEIWV, UE TENKO OTOXO TOV EAEYXO TNC AIOPEAYIAC.
Ot Satapaxéc tng alpodotaong dlakpivovtal o a)
KANPOVOUIKEG, TTOU Ope(hovTal O QveTTApKela 1 Su-
OMEITOUPYIA CUYKEKPILEVWY TTAPAYOVTWY TN TTAENG

[1EPIAHYH

Kat B) emikTnTeC. Y& autod To ApBpo mapouaidlovral
TIEVTE €VOIAPEPOVTA TTEPIOTATIKA OlATAPAXWY TNG
ménc/alpootaonc o€ madlaTplkoUS acBeveic mou
aAPOPOUV TNV KABNUEPIVH KAIVIKT TIPAKTIKT KAl ava-
AVgTal N SlayVwoTIK Kal BEPATTEVTIKY TTPOCEYYION

TOUC.

AEZEIX EYPETHPIOY: aipéotaocn, maidiatrpikoi acOseveic, kaBnuepivi) maiSiatpikr mpaén

H diadikacia ¢ aipdotaong mephapfBdvel éva ov-
voAo TOAUTIAOKWVY aAANAemdpdoswy petall Kuttd-
PWV TOU aipatog Kal Tou evéoBnAiou Twv ayyeiwv, pe
TEAKO OTOXO TOV €Aeyxo NG alpoppayiac.'Aappavel
XWpa o€ onueia émou uTdpxel TPAUUATIOPOG Kat AUon
TNG CUVEXELQG TOU ayYELaKoU evooBnhiou, evw TapdaA-
AnAa AeitoupyoUlv avTIPPOTTIOTIKOl PUNXOVIOUOI e OKO-
o TNV mapeunmodion tTng Opoupwonc. Ztnv emiteuén
NG AIUOOTACNG CUUUETEXOUV TAUTOXPOVA, SUVAMIKA
Kal appovikd 1o evOoBrAlo Twv ayyeiwv, Ta allomneTa-
Ala Kat ol TapdyovTeg TG mMéNG.2

MNa meptypa@ikolE Adyoug N alooTach MEPIYPAPE-
Tat ota €€ri¢ otadia*3(Eikova 1)

Yme0Ouvn emKolvwviag
ENévn Mepydvtou, ZuvtovioTpla AleubivTpla

1) MpwTtoyevnc aipootaon: Mephapfavel tn ov-
OTIA0N TOU TPAUHATIOHEVOU ayyeiou Kal Tn dnuloupyia
TOU TIPWTOYEVOUC alpomeTallakol Bpdupou (Aeukog
Bpoupog).

2) Agutepoyevn¢ aipootaon: Mephapfavel ™
Snuioupyia evog mAéypatog vwdoug ou otabepomol-
&€l T0 Bpoupo (BpouPoc vikng). Xtn dladikacia cuppe-
TéXOUV Ol TapAyovTeg MNENG, aAAd Kal ol YUOIKoi ava-
OTAATEC.

3) IvwbéoAuon: Aladikacia mou amotpémel TNV
urtepPBolikry dnuiovpyia Bpoupou kal pecohaPei otn
S1dAuon Tou.

KévtpoAipoppophiag/Movada Aipodotaong kat ©pdupwaong yia Maidid kat EeryBoug, Nocokopeio Maidwv «H Ayia Zogiax»

Email: hpergantou@gmail.com, TnA: 2132013756
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1. MpwTtoyevng Alpoctaon.

MepthapPdvel T cloOTACN TOU TPAUUATICUEVOU
ayyeiou kal Tn dnuloupyia Tou MPWTOYEVOUG AIOTIE-
TaAakoL Bpdupovu.

Kdtw amd @uaololoyikéC ouvOrKeS N evOOAUAIKA e
@Aavela Tou ayyeiou gival kat’ e§oxrv avTiBpouPwTIKN.
Eidikotepa, To aBikto evdoBnAio euodwvel TNV ayyel-
006100TOAr, AVACTENEL TNV EVEPYOTTOINON TWV AILOTIE-
TOMWV Kal Twv AEUKOKUTTAPWY TIpoAauavovtag tn
Bpoppwon. O TPAVUATIOUOC EVOC ayYEIOU TIPOKAAEI
TNV AUECTN CUCTOAR TOU UECW TOU AUTOVOOU VEUPIKOU
OUOTAMATOC, N omoia agevog meplopilel TNV ATTWAELD
aipatog, apetépou emTayxUVEL TNV €vapén g alpooTa-
TIkN G Sadikaoiag. O UNXaviopog CUCTOANG TOU ayYEi-
0V €ival TTOAU Ypryopog Kat o€ TTOAU JIKPA ayYEia apKei
yla va eAeyxBei n alpoppayia, ival OUWE AveMapKNG og
TEPITTWON EKTETAUEVOU TPAVHATIONOU. XT0 evO0OnAlo
AAN\woTe ouvTiBevtal kal eKKpivovTal TAnBwpa TPwWTE-
WV[OTTWE To KOAAYSOVO, N TTIPOCTAKUKAIVN, t-PA, PAI-
1, o mapayovtag VI, o mapdayovtag von Willebrand
(VWF)], ou €ival onpavTikoi og S1apopeg YATEIC TNG
alpoéoTaong.

Apeoa, oxedOv TaUTOXPOVA HE TN CUCTOAN TOU ay-
yeiou, apxiCel n Siadikacia mapaywyrig Tou MPpwToye-
voug aiporieTaliakol Bpopfou, ye tnv mPookdOAAnon,
TNV €vePyomoinon Kal TN CUOCWPEUCN TWV AIUOTIETA-
Aiwv oto onueio TnG evéoBnAlakng BAARNG, UE TN Me-
ocohdpnon tou VWF, al\d Kal Tou TEPIEXOUEVWV TWV
KOKKiwv Twv atpometaliwv (mou mepiéxouv ADP, TxA2,
VWEF, vwdoydvo khm).! O Bpopuog mou oxnuatifetal pe
m Sadikacia NG MPWTOYyEVOUS AIUOOTACNG OVOUd-
Cetal «Aeukog Opoufoc», ylati oto eowTePIKO Tou Sev

Eikoéva 1 : Ta otadia aipéotaone. www.thrombosisadviser.com , Bayer Schering Pharma AG, 2008
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Quaodoywo ayyeio

AometdA

e ‘:,.)Tpauuarwpévo ayyeio

Opdupog
Evepyomouuév

Eikéva 2: H diadikaoia tn¢ mpwtoyevoug aiuoéotaons
Hemophilia in Pictures /WFH edition 2005

€xouv akopua mayideutei epuBpokuttapa. (Eikéva 2)

2. Agutepoyevi¢ aipodcTaon.

MephapPavel Tn Snuioupyia evog MAEYUATOC IVW-
Soug mou otaBepomolei To BpduPo (BPSUPOC VIKAK).
>1n Sladikacia cuppetéxouv ol mapdyovieg mAéNg,
AaAAd Kal ol UOIKOi AVAOTAATEC TNG TTRENC.

To KAaGIKO POVTENO TNG TTRENG TTEPIYPAPEL EVAV KO-
TappdAkTnN» amd avtidpdoelg, mou amotelouv t Siado-
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Black arrows indicate procoagulant property of the substance,
Orange arrows indicate coagulation inhibiting property of the
substance
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Fibrin clot

Zxipa 1: Asutepoyevric aipéotaon-KAaoiko povtédo Tou Katappdktn s miéng’

XIKN} EvepyoTmoinon Twv mapaydviwy Tng méng péow 2
Eexwplotwy 0dwv:tnVv gvepyomoinon Tng «e§wyevouc»
060U péow evepyomoinong Tou LoTIKoL mapdyovta (TF)
kal Tou VIl Tnv evepyomoinon tg «evdoysvolg 060U
MEOW TOU CUCTNHATOG EMAPNG Kal Twv mapayoviwv Xll,
X1, IX, VIII. H kowvr} 086¢ (kotvi yia e€wyevn kat evdoye-
v 060) mephapfBavel toug mapdyovteg X, V, I, | kat ka-
TaAfyel otnv mapaywyr Opopfivne (lla) kai ivwdoug,
To omoio petatpénetal o adidAuto Bpopfo (VikA) pe
v emidpaon tou mapayovta X2 (Zxnua 1)

Ol @UGLONOYIKOI AVACTAATEG TOU PNXAVIOHOU TNENG
pubuifouv kal eAéyxouv tn Sladikacia Tou oxnuatl-
ouou BpopPou, £Tol wote autd va meplopileTal oTo
onueio TS PAAPNC aAAd Kal va AUETAL IKAVOTTOINTIKA,
oétav autéd amnaiteital. MepapBavouy i) Tnv avtiBpop-
Bivn (AT) mou avaoTtéNel Tn BpouRivn kai Toug IXa, Xa,
Xla, ii) Tov avacTtoAéa TG 080U Tou I0TIKOU TTapayo-
vta (TFPI) mou avactéNhel Tov 10TIKO apdayovta (TF),
Kal iii) To ouumoko mpwteivncC (PC), mpwteivngS (PS)
Kal Bpoppopovtoudivng (TM) mou avacTéAAel Toug Va,
Vllla. Kat Ta 3 cuoTApaTa QUOIKWY aVACTOATWV ava-
otéN\ouv TeAIKA TNV mapaywyn Bpopfivng kat tnv
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unrepriapaywyn 8poupwv.i(Zxiua 1)

3) Mnxaviopog ivwdoAvong

Mpdkertal yia éva ocuvolo ev(UUWV KAl AVACTONEWV
TTOU ATTOTEAOUV TOV KUPIO UNXAVIOUO TTOU TTIPOCTATEVEL
ané BpopBwon. Mepthaupavel éva avevepyod mpoévlu-
po, To macpivoyovo (Plg) To omoio agol petatparnei
o€ evepyo évlupo (mhaopivn) Slaomd Tnv VIKN o€ Sla-
Autd mpoidvta. H evepyomoinon tou Plg yivetal kupiwg
ATTO TOV IOTIKO EVEPYOTIOINTI TOU TTAACUIVOYOVOU (t-PA)
mou mapdyetal ota evdoBnMiakd kuttapa. H maopivn
Slaomd 1o vwdoyodvo (ivwdoyovoluon), Kal To IVWOEC
(vw&dAuon), kat ta mpoidvta autwv Twv dlacTdcewy
givat ta FDP’s kat ta D-dimers.

AvaoTOATEG TOU IVWOOAUTIKOU pNnXaviopou gival i)
0 avaotaitng 1 tou mAacpivoyovou (PAI-1) mou ma-
pdyetal oTo evO0ONnRAIo TwV ayyEiwv Kal oTo AMapP Kal
avaoTtéNel Tov t-PA, ii) n a2 —avtimAaopuivn mou eival
avaoToAéag TNG TTAAOUIVNG.

B. Epyaotnplakn Siepelivnon dlatapaxwyv alpoota-
onc(Mivakag 1)
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1. Aigpelivnon MPWTOYEVOUG AIHOCGTACNG

1) Emixplopa mepipepikov aipatog (Apometalia
= 150.000-400.000/mm?3)

H extiunon tou apBuol Twv alpometaliwy Ogv
TIPETEL VA YIVETAL HOVO HE TOUG AUTOMATOUC AVAAUTE,
OM\G Kal PE EMiXPLOPA TTEPLPEPIKOU AIHATOG OTO HI-
KPOOKOTTIO, TIPOKEIUEVOU VA CUVEKTIUNOEL To péyebog,
N TOPOUCIA CWPEWV Kal AAWV HOP@POAOYIKWV aANOIW-
oewv (my ylyavtia aipometalla onwg emi BpopuPacdé-
velacBernard-Soulier, kAnpovouikng Bpoppomeviag
MYHO9 kAm)

2)  Xpovog pong

Anotelei 10Topikd PéBOSO in vivo eKTiPNONC NG
alpoTeETOMOKAG Agtoupyiag. MpakTika €xel avTtika-
TOOTABOEl e TNV EKTIUNGN TNG OMKAG AIUOTTETANIOKNG
Aertoupyiag pe toug avaiutég PFA-100 kat PFA-200 oe
OAIKO aipa. EAéyxovTal ot SlaTapaxég AETOUPYIKOTNTAG
aipometalinv (BpoppacBévelec Glanzmann, Bernard-
Soulier), aA\d kat n dpdon TWV AVTIAILOTTETANAKWY
PAPHAKWV (aomipivn, KAomdoypéAn)

3) Algpelivnon alpomeTallakng Aeitoupyiag

lMveTal ue QWTOUETPIKN PETPNON TN IKAvOTNTAC Sla-
POPWV OUCIWV TTOU SPOUV WG AYWVIOTEG VA EMTAYOUV
invitro TNV evepyomoinon Kal CUCOWPEUCN TWV AlJO-
metaliwv. Xpnoipomnoleital mAdopa mAoUolo o€ alpo-
metdAia. Me tnv mpocBnkn Slapdpwv aywvioTwy (emi-
VEQpPIivn, KOAaydvo, pIOTOCETIVN, avaloyo Bpopufivng,
ADP) ta aiponetdAia cucowpeLovTal 1] Oxl. tn Opou-
BaoBévela Glanzmann ta aiponetdAla Tou acBevoug
Sev avtidpolv o€ Kavévav aywvioTr, ANV TnS pLoTo-
oetivne. Avtifeta otn OpouPacBéveia Bernard-Soulier
To Seiypa Twv alpgoneTalinwv Tou acBevouc dev avtidpd
MOVO OTN PIOTOCETIVN, EVW avTIOPA PUGCIOAOYIKA OTOUG
UTTOAOITTOUG AYWVIOTEG.?

2. Aigpevvnon deutepoyevoug alpdéoTaong

1) Xpovog nmpoBpoupivng (PT), (p.t: 10-147),
INR=0.8-1.2

Me 10 PT eléyxetal n SpaoctnpldtnTa TWV mMapayo-
vtwv mAENg TN e€wyevolc Kal TNG Kovrc oSol alpuo-
otaong (VII, X, V, I, ).To INR eivai évag 61ebvi¢ kavo-
vikomolnpévog Aoyoc (International Normalized Ratio)
TTOU OUCLACTIKA €xel Beomotei amd Tov WHO wote va
untapyel SuvatdTNTAG CUYKPIONG LETAEU SIAPOPETIKWY
£PYAOTNPIWV TIOU XPNOIUOTIOIOVV SIAPOPETIKA avTl-

SpaoTtripla 6oov agopd oTI¢ TINEG Tou PT, kal xpnotuo-
TIOLEITAl KUPIWCG Yia TNV TapakoAouBnon acBevwv umd
QVTITTNKTIKA Qywyn JE KOUUAPIVIKA QVTITNKTIKA.

2) Xpovog evepyomoinuévng UePIKAS BpopuPo-
mhaotivng (APTT), (¢.T.: 20-40°")

Me 1o APTT eléyxetal n 6paoTnEIoTNTA TWV TIAPA-
yovtwv mméng tng evéoyevoulc Kal Tng Koivrc o6ou al-
pootaong (X1, X1, IX, VIII, X, V, 1, 1). K\aoikd, .X. otoug
aoBeveic pe aipoppo@iria A kal B, to APTT Bpioketal
TTIOPATETAUEVO AOYW AVEMAPKELAG TwV TTapayovtwy VIII,
kat IX, avtioTtolxa.

3) Xpovog BpopBivng (TT), (9.1.:11-16")

Me 1o TT eAéyxeTal n avemdpkela Tou vwdoyovou Kat
n ducivwdoyovaipia. Emiong Siamotwvetal mapdtaon
TT o€ mapoucia nmapivng oto deiypa, alAd kat emi Ta-
pouaciag FDP’s.

4) MoooTtikog mPocdioplopnds vwdoydévou (1),
(¢p.1.: 200-400mMg%)

EAéyxetal og mepmtwoelg unoivwdoyovaipiag.

5) Métpnon mapayovtwy méng (¢.1. : 50-150%)

Ot e€etdoelc mapayoviwv mAENG xpnolpomolouvTal
yla va kaBopioouv tnv emi Tol¢ eKATO (%) SpacTIKOTNTA
TWV eMPEPOUC Tapayoviwy mA&ng o deiypata acbe-
vwv. EAéyxovtat ot mapdyovteg X, X1, X, IX, VIII, VII, V,
Il kat VWF. A&iCel va onpewOei 6Tt OAoL Ol TAPAYOVTEC
mA&Nn¢ sival nmatoeaptwuevol, ylati cuvtiBevtal oto
nmap, mAnv tou VIII kat Tou VWF mmou ouvtiBevtal kal
amoBnkevovTal 0To ayyelako evooBriAlo. EmmAéoy, ol
napdyovteg I, VII, IX, X gival Birrapvo K- eaptwpevol,
ylati cuvtiBevtal oto fmap kat Xpetaletal n kapBodu-
Aiwon Toug péow TG Brrapivng K mpoketpévou va ival
SpaoTikoi.

‘Etol ival avTIAnTto Twg €ival onuavTikni n dlatapa-
X1 TWV TapayovIwy mAENG 0Ta Voo UaTta ATAtog aAAd
Kal OTIC Sl0TaApAXEG ATTOPPOPNONG 1 AVETTAPKELEG TNG
BrtK. Mg t pétpnon twv mapaydéviwv miéng eAéyxo-
VTAL Ol KANPOVOUIKEG AVETIAPKELEG (T.X. ALHOPPOPINIES,
vooog von Willebrand, avendpketeg XII, Xl, X, VII, V, 1I),
KaBWw¢ Kat ol emKTNTEG SlATAPAXEG TWV TTAPAYOVTWV
TNAENG, 0Ta MAAICIA YEVIKEUUEVWVY VOO UATWY ( TLY. ON-
Yaipia, AEM, kakorBeiec, COVID-19, kAm).2

6) Mapdyovtag XN

H kAnpovouikry avendpkela tou Xl eivar omavia
(1:2.000.000) kai xapaktnpiletal amd QUGIOAOYIKOUG
xpovoug ménc PT, APTT kai cofapr} aipoppayikn Si-
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”iVGKGC 1. EPFAXTHPIAKH AIEPEYNHZH THE AIMOSTASHE

1 | MNpwtoyevig Métpnon Xpdvog pong - | Algpelvnon
aipéotaon alpomeTalinv PFA-100 QIPOTIETANLAKNG
- Aertoupyiac-
Enixpiopa Aggregationtests
2 | Asutepoyevig PT APTT TT | Métpnon Xl
aipoéoTtaon TTApayoOvVIWv
3 | Emiktnrot LA ACA Anti-32GPI
OAVOOTOAEI(C
4 | lvwddhuon D-dimers Plg a2- antiplasmin t-PA PAI-1
5 | ©popPopinia AT PC PS Fv FIl 20210A MTHFR C677T
Leiden

Aabeon. ZTIC MEPIMTWOELS aoBevwv pYe cofapn alpop-
paylkn 61d0son mou Sev Slamotwvovtal TABOAOYIKES
TIHEG 0 ANNeG e€€TAOELG, gival avaykaio va ehéyxovTtal
ta enimeda Tou Xl yla kKAnpovouikn () Katl mikTnTn)
Siatapayn.

MAPOYZIAZH MNEPIZTATIKQON

NepioTatiko 1

Mpokeital yia ayopt nAikiag 10 pnvwv, @AvoTuTTIKA
UYIEG, TTOU YEVWVRONKE UE PUOIONOYIKO TOKETO Kal £XEL
pia peyoAuTtepn adepen 3.5 ETWV.

Ané 1o 10TopPIKS ava@épovTal uToSopIa AATWHATA
META amd apoAnyia otn veoyvikn mepiodo ota maiola
TTAPAKOAOUONONG IKTEPOU Kal «EUKOAEG» EKXUUWOELG.

Katda tnv mpocéhevon oto Noookopeio mapouaciale
€vTovo AAyog otnv mieploxr Tou 6e€1o0 yovatog Kal ano
™V avtikelpeviky e€étaon SamotwOnke aipapbpo
otnv apBpwon tou Se€lolydvatog (elkdveg 3,4), e oi-
Snpa Kat TEPLOPIoUO OTNV Kivnon, Xwpig va avagépe-
TAL ONUAVTIKOG HNXOAVIOHOG KAKWONG.

ATO TO OLKOYEVELOKO IOTOPIKO AVAPEPETAL OTL N KN-
Tépa mapovoiale emMiong EUKOAEG EKXUUWOELG Ao i
Kpn NAIkia kat gixe epunvoppucia pe péon Sldpkela
7 NUEPEC KAl PMEYAAN amwAela aipatoc. To Aoirmd olko-
YEVEIQKO 10TOPIKO NTaV eEAeVBEPO.ATIO TOV EpyacTnpl-
akd €heyxo, StamotwOnkav ta €§i¢ : 0 aoBeviig ixe
QUOIONOYIKA TIUA alpomeTaAiwy, PT = 12 sec(pt 10-
14 sec), APTT= 94.3 sec (¢T 20-40sec), TT = 14 sec (o1
10-16 sec), lvwdoyovo = 252 mg/dl (¢t 200-400 mg/
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Eikoveg 3,4: AiuapBpo 66100 yévarog o€ aydpt nAikiag 10 un-

vv. QwToypapieg and mpoowmiké Uov apxeio Tou TURUATOG

dl),PFA-100 (Coll/epinephrine) : 115 sec (pT1<142 sec),
PFA-100 (Coll/ADP) : 95 sec (¢1< 102 sec), mixingtest=
(PUCLONOYIKO

Epwtnon 1" :Mota motevete oT1 gival n mbavn did-
YVWON OTO OUYKEKPIUEVO aoBevn;

1)Alatapayr atpomeTaiiwv

2)Aatapayr mapayoviwv méng

3)X0vépopo Ehlers-Danlos

4)0pouPacbévelaGlanzmann

5)N6ooc vonWillebrand

H owotr amdvtnon eivain 2": O aoBevri¢ maoxet ano
alpoppo@iiia A.

A6 Tov mepaitépw €Aeyxo, o acBevrig SlamotwOnke
o1l éxel emimeda mapayovta Vi< 1% (@t 50-150%) kat
(PUCIONOYIKEG TIMEG Yia OAOUG TOUG AANOUG TTOPAYOVTEC
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ITivakag 2: Aoxkipacio DDAVP oty devtepn acOevi) pe voso vonWillebrand tomov 2.

APTT VIII
TPV N 39.5 sec 27%
xopfynon
DDAVP
60 min perd  33.7 sec 82%
™ yopnynon
DDAVP

Rcof vWFAg
<12 % 12%
15% 30%

ITivakag 3: Aoxkipoacio DDAVP ctov tpito acbevny pe vonWillebrand tomov 1

APTT VIII
TPV ™ 37.2 sec 63%
xopnynon
DDAVP
60 min petd 30.1 sec 235%

™ xopnynon
DDAVP

mé&ng (LVVILIX XXX, Rcof vWFAQ)
Epwtnon 2" :Mola gival n ouvnBéotepn KAIVIKN €K-

SnAwon ¢ alpoppoPIAiag;
1) Ot pivoppayieg
2 Ta aipapBpa

O1 eKXUHWOELG
H aipatoupia

6) To2katto 3

H owotn amdvinon ivat n 61 : O1 o GUXVEG KAIVIKEG
ekONAWOEIC TNC alpoppo@Iliag gival Ta aipapBpa Kat
Ta QUiKA alpatwpata.

H aipoppo@iAia gival n mmo yvwoTtr KAnpovopikn dia-
Tapayn TNG AlpooTaon  Kat PetaBiBdadetal pe to Qulo-
oLVOETO XpwHOoWHa X. OpeileTal o avemdpKela TOU
napdyovta mA&ncVIIl (aipoppo@iria A) rj Tou mapdyo-
vta IX (aipoppo@ihia B) kat n diatapayn mPOKUMTEL
amd petalagelc ota yovidia mou KwSIKOToIoUV TOUG
avtioTtolyoug mapayovtes. H ouxvotnta givat 1/5.000-

)

3) Ta puikd alpatwpata
)
)

Rcof vWFAg
30% 33%
166% 171%

10.000 yevvnoelc appévay, EV N dipoppo@iiia A gival
Mo ouxvn (80-85%) amo tnv alpoppo@iiia B (10-15%).
Avdloya pe ta emimeda Tou avemapKoUVTog Mapdayo-
vta g€a\\ov, n alpoppo@ihia Slakpivetal oe Papla<
1%, péong Baputntag 1-5% kat Ama > 5-30%.*

‘Ocov apopd 10 €pyactnplakd éNeyxo ol acBeveig
UE aipoppo@IAia, £XOUV Ta KATWOL: PUCIOAOYIKO ap1B-
MO atpometaliwv,PFA-100, xpovo BpouBivng kat Xpovo
mpoBpoufivng evw €XOUV TTAPATETALIEVO XPOVO EVep-
yoroinuévng HepIkng BpopPomiactivng (APTT), Aoyw
Twv xapnAwv emmédwv VI A IX.

H Bepameutiki mpooéyylon Twv acBevwv e Bapid
alpgoppo@nia yivetal pe evOo@AERIa €yxuon CUMTIU-
Kvwpdtwyv nmapdyovta VIl i IX, eni avaykng ya tov
é\eyxo alpoppayiackal Katd TNV MPOETOIACIA yia TN
Slevépyela enepPatikwy dadikaciwy, i wg Beparneia
mpo@LAa&NG pe oTdxo TNV dvodo Ttwv emmédwv emime-
Sa VIl i 1X>1-3%.%° H mpo@UAaén ota maidid pe fapid
alpoppo@hia Eekivagl vwpig, amo 12-18 pnvwv f HETa
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[Tivaxkag 4 : Epyaoctnplakdg EAeyyog apdotaong otV TEPITTMOT] TOL TETAPTOL achevn
PT APTT 11 \Y vII VIII IX X XI XI11
(10-14 sec) | (20-39 (60-120%) | (60-120%) = (60-120%) | (50-150%) | (50-150%) (60- (50- ( 50-
sec) 120%) 150%) 150%)
16.4sec | 108.7 30% 78% 95% 3% 14% 106% 3% 8%
sec

[Tivaxag 5 : Epyactnplakdg ELeyyog audotaong otV TEPITTMO TG TEUTTNG acOeEVODg

PT APTT 11 A% VII VIII Rcof vWFAg X X XI XII1
(10-14 sec) | (20-39 (60- (60-  (60- (50- (50- (50-150%) = (50- (60- (50- ( 50-
sec) 120%) 120%) | 120%) 150%) = 150%) 150%) @ 120%) | 150%) @ 150%)
15.4 sec 105.8 75% 76% 51% 107% 129% 110% 66% | 124% | 87% | 73%
sS¢C

Hivaexkag 6 : Epyaotplakdg ELeyyoc aipdcTaons 6Ny TEPITmaot Tov TETupTon aclhevoic Katd v

OPYIKN EKTIUNON Kol LETA amd TPELG PHVEC.

PT APTT II v Vil VIII IX X X1 XII
(10-14 sec) (20-39 (60-120%%) (60-120%) | (60-120%) (50-150%) (50-150%) (60-120%) | (50- ( 50-
sec) 150%) 150%)
Apykn 16.4 sec 108.7 30% T8% 95% 3% 14% 106% 3% 8%
EKTiUNON sec
'['p(—',lq pﬂvgq 12.3 sec 387 T4% - - 137% 121% - 144% 136%
UETA sec

ITivoxkog 7 : Epyoomplokdg EAey 0 ApUOoTOONG OTNV TEPIMTOOT TOV TEUTTOV 0ebeEVODE KOTh TNV

OPYIKN EKTIUNON Kol peTd amd d00 UNVES.

PT APTT I v VI VIII Reof vWFAg IX x XI XII
(10-14 (20-39 (60- (60- (60- (50- (50-150%) (50-150%) (50-150%) (60- (50- ( 50-
sec) sec) 120% | 120%) | 120%) 150%) 120%) 150 150%)
) %)
Apyen 154 95 sec 75% T6% 51% 107% 129% 110% 66% 124% 87% T3%
eKTipunon sec
Avo 14.4 383 - - 43% - - - - - - -
Hiveg sec sec
HETH
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10 pwto aipapBpo (earlyprophylaxis),ue otdxo TNV
mEOANYN NG AlHoPPOPIAIKNG apBpomdbelag Tn 2"ue
31 Sekaetia (wnc.e

NeproTatiko 2
Mpokettal yia Kopitol 17 €TWV, @AIVOTUTIIKA UYLEG,

Tou mapouciace o nAikia 5 eTwv cofapr] HETEYXEL-
PNTIKA alpgoppayia, TNV 4TUETEYXEIPNTIKA NUEPA META
amo apuydahektour ATié TO ATOUIKO IOTOPIKO, avapé-
POVTAV £WG TOTE MOVO «EUKOAEG EKXUUWOEIG». ATTO TO
OLKOYEVEIOKOIOTOPIKO ava@EpeTal OTL N PNTEPA TNG
a00evoUc alAd Kal ANAEC ouyyeveig TG, mapouaoialav
évtovn unvoppayia. Ztnv mopsiace nAikia 12 etwy, n
a00eviC peTA TNV évapén TNE EUUAVOU PUCEWC TTAPOU-
oiale évtoveg Unvoppayieg, Ue ONUAVTIKN aMWAELQ ai-
patog, mou odnyoucavoes cofapri oldnPOoTEVIKN aval-
Mia kat eOKOAN KOTIWGoN. ATTd TOV EPYACTNPIOKO EAEYXO,
Slamotwdnkav Ta €A : H aoBeviig gixe pualohoyikn
TIPN alpometaAiwy, PT = 12.4 sec (¢t 10-14 sec), APTT=
33.7 sec (pT120-40sec), TT=14.4 sec (¢t 10-16 sec), lvw-
Soydvo = 317 mg/dl (¢t 200-400 mg/dI),VIII-C = 35 %
(@1 50-150%), vVWRCof = < 10 % (¢t 50-150%), vVWFAg=
15 % (@1 50-150%), vVWRCoF/vWFAg=0.3 , Xlll= K.O.,
Opdda aipatog O Rh +.Zuumnépacpa : Siayvwon véoou
vonWillebrand.

YNUEWVETAL OTL amd TOV EAEYXO TWV YOVEWV TNG
Bpébnke 6Tl KAl N UNTéPA TNG TIACYEL ATO TN VO-
oovonWillebrand [éAeyxoc untépac: VIII-C = 32 % (@t
50-150%), VWRCof = < 10 % (¢T1 50-150%), vVWFAg= 13
% (T 50-150%), éAeyxog matépa: VIII-C = 68 % (¢t 50-
150%), vVWRCof = < 110 % (¢t 50-150%), VWFAg= 122
% (¢t 50-150%)]

Me Baon tig petprioelg twv VI, RCoF, vWFAg kat to
kAaopavWRCoF/vWFAg otnv acBevry, €1é0n n Sidyvw-
on ¢ vooou vonWillebrand tumou Il

MpayuatomoriBnke otn cuvéxela Sokipaaoia pe urmo-
S80pta xopriynon DDAVP(Minurin 0.3 pg/kgBY), xwpig
IKQVOTTOINTIKY] AVTATIOKPION O€ OX€0N ME TNV avodo
Twv emmédwv VI, Rcof, VWFAg 0mwc @aivetal Kal otov
mivaka 2.

Neprotatiko 3

Mpokeital yia ayopl nAIKiag 8 eTwv, GAIVOTUTIIKA UYL
£¢, TToU TTAPOUCIALEL EVTOVEC pIvoppayiec amd TNV NAI-
Kia Twv 3 eTwv. At TNV QPA ektipnon SamotwOnkav

Kipooi o1o 8e€10 pwBwvaA, EVW ATIO TO OIKOYEVEIOKO
I0TOPIKO avagépovtal plvoppayie¢ oTov Tatépa Kal
eneloodio BpouPoPAefitidac otn UNTépa HE OeTIKO
€\eyxo BpopPoihiac kat A\jPn acmipivng. Ao Tov ep-
yaotnplako éleyxo, dlamotwonkav ta €€A¢ : 0 acbe-
VAG €ixe @uololoyikr Tiun apomeTalioy, PT = 11.6 sec
(T 10-14 sec), APTT=36.4 sec (¢t 20-39sec), (@t 10-16
sec), lvwdoydvo = 262 mg/dl (¢t 200-400 mg/dI),VIII-C
=63 % (¢t 50-150%), VWRCof = 30 % (¢t 50-150%),
VWFAg= 33 % (¢t 50-150%), vVWRCoF/vWFAg=0.9, PFA-
100 (Coll/epinephrine) : 142 sec (p1<142 sec), PFA-100
(Coll/ADP) : 134 sec (1< 102 sec)

Xlll= K.®., Opdda aipatog O Rh +.

Me Bdaon tig petprioeig twv VI, RCoF, vWFAg kat to
kAaopa vVWRCoF/vWFAg, €1€0n n Sidyvwon tng véoou
vonWillebrand tumou 1.

Mpaypatomolndnke otn cuvéxela dokipacia Pe xo-
priynon DDAVPue dplotn avtanokplon, 0w gaivetal
otov mivaka 3.

Epwtnon 3% Ti amd ta mapakdtw Sev I0XVEL yid TN
vooo vonWillebrand;

1)O mo cuxvog Tumog sival n vooog vonWillebrand
Tumou |

2)>uxvéG ekONAWOELG TNG VOOOU amoTeAOUV Ol EKYU-
UWOELG, Ol pIVOpPAYIEC KAl Ol LNVoppPAaYieg OTIC yuvali-
KEG

3) O petpricelg Tou mapdyovta emnpealovtal ano
Tapdyovteg Omwe T.Y. stress, Aolwéelc, @aon euun-
VOPPUGCIOKOU KUKAOU

4)H xoprjynon tou DDAVP gival amoteAeopatikr o€
6A\ou¢ Tou¢ TUTTOUC TNE VOOOU

5)H ocuxvotnta givat idia kat ota SUo pUAa

H owotfi amdvinon €ivat n 4" : H xoprjynon tou
DDAVP &ev eival amoteeopatiky o€ OAoUG Toug TU-
moug NG VWD. Eidikdtepa, Sev xpnolpomoleital otn
vWD tUmou 3 kal 8ev gival ATTOTEAEGUATIKY O€ KATTOLEC
nepmtwoelc VWD tomovu 2.

H voooc vonWillebrand (vonWillebrandDisease-
vWD) amoteei Tnv 1Mo ouxvr} KAnpovouikn diatapaxn
NG aipdotaong, emOnUIoAoyYIKA n cuxvdTNTa TNG OTO
YEVIKO MANBuGo O TTou Tipooeyyilel To 1%, evw ekdnAw-
VETAL JE KAVIKA oupmtwpata repimou oto 0,1%. EAafe
TNV ovopaocia Tou mpog Tiur Tou Oivhavdouiatpou E.V.
Willebrand, mou tnv mepiéypaye yia mpwtn gopd 1o
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1926 Kal €ival amoTéEAeEoUa TNG AVENMApPKELAC i TNG Su-
oAelToupyiag Tou mapdyovta MAENG Tou aipatog von
Willebrand.”

H vooo¢ KAnpovouEiTal e AUTOOWHUIKO TPOTIO (€T
KPATOUVTA 1 UTTOAEITIOUEVO) Kal TAEIVOUEITAL O TPEIG
Katnyopieg avdoya pe Tn @uUon tng datapayng. Mo
OUYKEKPLIUEVQ, N AVETTAPKELD TOU TTAPAYOVTA UTTOPEL va
eival moooTikn (UepIkn 6mw¢ otnv VWD TUmou 1 1 TAn-
pN¢ omw¢ otnv VWD Tumou 3) rj n vooog va o@eiletal
o¢ moloTikn Statapayr Tou mapdyovta vonWillebrand,
o6mw¢ otn VWD TtOmou 2, evw ANNEG HopPEG TNG VOOOU
gival n emiktntn VWD kat n platelettypevWD. ‘Ocov
a@opd tn ouxvotnta n vVWD tomou 1 agopd 1o 65-80%
TWV TEPIMTWOEWVY, N VWD tumou 2 10 20-35% Twv mepl-
mTtwoewy, evw n VWD TtUmou 3 amavtdral omaviotata
o€ ouyvotnta mepinmou 1/1.000.000 Tou yevikoU TANBU-
ouou. 78

O1 KUpLEG EKONAWOELG ApOoPOUV AloPPAYiEC KUPIWG
amnd Toug BAevvoyovoug, OTTwG amod Tn PIVIKN KOIAOTN-
Ta (emota&elc-pivoppayia), ovhoppayia, AUTOUATEC
KOl EKTETAMEVEG EKXUMWOELG, aloppayieg amod tov ya-
OTPEVTEPIKO OWAVA KAl TO OUPOTIOINTIKO oUCTNUA
KaBw¢ Kal PNvoppayieg OTIC YUVAIKEG TTOU TTAGXOUV
andé T vooo. Katd ocuvénela, n Sidyvwon tng vdoou
MITOPE( Va YIVEL UE APOPN UETEYXEIPNTIKA Alpoppayia
(e161ka 6tav n eméuPaon agopd toug PAevvoyovoug
. apuySalektour /adevoeldekToun), LEYAAN ) Tapa-
TETAPEVN alpoppayia PETA amd oSoVTIATPIKEG Epya-
oleg, mapateTapévn alpoppayia HETA amd Tov TOKETO,
untotpomAalouceg pvopPAyYieg ) CUXVEC, QUTOUATEG Kal
EKTETAUEVEG EKXUUWOELG.®

Eival aloonueiwto 611, evwy ta maboloyikd yovidia
Tou TapAyovta KAnpovopouvtal €€icou kal ota 600
@UAQ, N VOOOC eKONAWVETAL CUXVOTEPA OTIC YUVAIKEG
POPAVWE AOYW TNG AMWAELAC aipatog katd T Sidp-
KEIO TNG EUMNVOPPUCIAG, TOU TOKETOU Kal TNG AOXEi-
GC-Q’m

MNa m diayvwon g véoou dlaitepa xprioipo givat
TO OTOMIKO KAl TO OLKOYEVEIAKO IOTOPIKO KAl N Alpop-
payikny d1aBeon, OMWC MPOKUTITEL UE TN Xprion oTab-
MICUEVWV EPWTNUATONOYIWY, TTOU PUGCIKA TIPETEL va
ouvdudadleTal Ye Ta AMOTEAECUATA TOU £PYACTNPIAKOU
eAéyxou. Eival xapakTnploTiko OT1 0TnV mepimTwon tng
vWD Ttumou 1 o€ peydho Babuo n didyvwon yivetal o€
MEYOAUTEPEC NAIKIEC PETA AT EKTETANEVEC 0doVTIATPL-
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KEC Epyaoieg | PAPIEC EUUNVOPPUCIOKES AIOPPAYIEC
(OTIC YUVAIKEG), EVW O OPKETEC TEPIMTWOEL n VWD
0oToV eVAAIKA YoVEQ SLATTIOTWVETAL UE APOPUI EAEYXO
petd amd T Sidyvwon Tng vooou ota maidid tou.®

Katd tnv epyaotnplakn diepelivnon , n Aoknon Kat
TO stress, ol PAEYUOVEC, N KUNON, O TOKETOC, N ARYN
OPUOVIKWV OKEUAOHMATWY Kal AVvTIGUANTITIKWY &I
oKiwv mponynBeica HETAYYION TTAPAYWYWY AiHATOC,
, KaBw¢ kat mpdoEATO XEIPOUPYEIO 1 TPAUMA UITopEi
va €xouv cav anoté\eopa dvodo TwV TINWV Tou Ta-
payovTta. AvTiOeTa, EAATTWUEVEG AVEUPIOKOVTAL GE CU-
YKEKPIMEVEC PATCELG TOU EUUNVOPPUCIAKOU KUKAOU, O
unoBupeoelSIoPO Kal oTa dtopa pe opdda aipatog O
Aoyw avénuévng kabapon¢ Tou. Aaufdavovtag umoYiv
TA AVWTEPW ATTAITOUVTAL EMAVEINNUMUEVES UETPNOELC,
WoTe va Tebei n Sldyvwon 1 va amoKAELoTEL  vOCO(
vonWillebrand, €101kd oTIC TTEPIMTTWOEIG 10TOPIKOU al-
poppayikng d1aBeonc.” 10

H Bepameutikn avtipeTwmon e€aAou tTng vooou

vonWillebrand e§aptdtat amoé tov TUmo g véoou,
Baputnta autrc aA\d kat To Adyo yia Tov omoio Ba xo-
pnynBei n Bepaneia. 12 Mo cuykekpipéva: 1) n deopo-
npeocivn (DDAVP), gival cuvBeTik6 avdloyo TG avTl-
SloupnTIKN opudvNE Kal evodwVel TNV ameAeuBépwan
Twv mapayovtwv VWF kat VIl armd ta evéoBnAiakd KUT-
TAPA KAl T YEYAKAPUOKUTTAPA, KITopEil va xopnynOei
urtodopiwg, evo@AeBiwg 1 evdoppivikd ot vWD TU-
mou 1 Kal o€ Kamoleg mepmtwoelg VWD tUmou 2, aA\d
¢ xopnyeital oe VWD tUmou 3, 2)Ta CUUITUKVWOUATA
mapdyovta VWF(Ta OKEUAOUATA TTOU KUKAO(QOPOUV
otn EMNada mepiéxouv kat mapayovta VII) xopnyou-
vTal eVOOPAERIWC yIa TNV AVTILETWTTION KAL TNV TTPOAN-
Yn alpoppayiag (o€ TEPIMTWOELS TIOU ATTAITEITAL TTPOE-
Tolpacia mpv and emepPatikég Sladikaoieg) oe GAoUG
Tou¢ TUMou¢ TNG vooou vonWillebrand.™

Emiong, xpAotpeG 0T BEPATIEVTIKE AVTIUETWITION TNG
vOOoOoU gival ol avTiivwOoAUTIKEC OUCiEC, OTTWC TO TPO-
ve&auiko oy, mou pmopei va xopnynOei amd to otdua,
evOoPA£BiIa aAd Kal TOTTKE, o€ cuvOUAOMO LE TIG AN-
\e¢ Oepamneieg kal cuPBANeL otn oTaBepomoinon Tou
Bpoupov, Kupiwg og alpoppayieg amd Toug PAevvoyo-
VOuC. 121415

Neplotatika4 kai 5

2TNV TETOPTN MEPIMTWON TIPOKEITAL Yia ayopl NAIKi-
ag 27 UNVwy, QAVOTUTIIKA UYIEC, UE ENEVOEPO ATOUIKO
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KOl OIKOYEVEIAKO 10TOPIKO Tou Trapouciace oeia pi-
voppayia Kal aipoppayia amo 1o opBo, otn diadpoun
10YEVOUG ANoiuwéNG avwTEPOU AVATTVEUCTIKOU, EVW EiXE
nponynOsi 10yevng yaotpeviepitida mpo 5 nuépou.
ATIO TOV £pyacTnPIaKo éleyxo dlamotwOnkav Ta £§1G
PT =16.4 sec (¢t 10-14 sec), APTT= 108.7 sec (¢t 20-39
sec), TT=15.8 secot 11-16 sec), lvwdoyovo = 241 mg/
dl (T 200-400 mg/dl), Mixingtest = maBoAoyiko. H pé-
TPNON TWV MAPAYOVTWY TRENG PaiveTal oTov Tivaka 4.

H nepintwon 5 agopd kopitol nAikiag 3 etwy, paivo-
TUTTIKA LYL0UG, TTOU EAEYXONKe oTa TTAACLA TTPOEYXELPN-
TIKOUEAEYXOUASEVOEIOEKTOUNG/ APUYOAAEKTOUNG, EVW
avagepotav mponynbeioa 1oyevic Aoipwén avwTtépou
aAvVATIVEVOTIKOU TPo £Souddoc. To atopikd Kal OlKo-
YEVEIOKO IOTOPIKO AlopPAYIKNG SidbBeonc Kal o€ auTh
TNV MePIMTwon Atav apvnTiko.

ATo Tov epyacTtnplakd éleyxo dlamoTtwlnkav ta
€&N¢ PT = 15.4 sec (o1 10-14 sec), APTT= 105.8 sec (¢t
20-40sec), TT= 15.1 sec(pt 11-16 sec), lvwboyovo =
268 mg/dl (¢t 200-400 mg/dl), Mixingtest = maBoAo-
YIKO. H pétpnon twv mapayoviwy miéng eaivetal otov
mivaka 5.

Epwtnon 4: Mo motelete 6TI oPeileTal n mapdta-
on tou APTT oToug Tapamavw acOeveic;

1) KANPOVOUIKN aVEMAPKELQ TTOPAYOVTWY

2) Avtipwo@omdIkd cuvEpopo

3) Apdon nnapivng

4) Hmatikn vooog

5) OETIKO aVTITNKTIKO AUKOU (LA) +/- emiktnTol
AVAOTOAEIG TTapayovtwy mNENG

6) Aidutnevdayyelakn mnén

H owotn amavinon n 5" : Ot acBeveic mapoucialav
mapataon Tou APTT emeldn eixav BeTikd avTimnKTIKO
AUKov, Ue (mepimtwon 4) i} xwpic (mepintwon 5) emi-
KTNTOUC AVACTAATEC EVAVTL TWV TTAPAYOVTWY TTHENG.

Epwtnon 5:Mola Bewpeite 61 €ival n mo cwoTr ov-
OTOON OXETIKA E TO ETIKEIMEVO XEIPOUPYEio apuyda-
Aektoun¢/adevoeldekTouNG oTNY MepimTwon 5;

1. H enmépfaon umopei va mpoxwproel KAVOVIKG,
ylati dev untdpyel kivduvog alpoppayiag
2. To xelpoupyeio gival TPOTIHATEPO va avaBAn-

Oei péxpt n Tipr Tou APTT va emavéNBel o€ pualoloyi-
KN TN

3. To xelpoupyeio pmopei va mpoxwpnoel, Epo-
oov unidpxet Siabéoipo mAdopa mou Ba So0¢i mepley-
XELPNTIKA

4, H aoBevric mpémel va SiepeuvnBei yia cuotn-
HaTiko pubnuatwdn AUko

H owotA amdvinon eival n 2" & mMePUMTWOELS
BeTikomOINONC TOU AVTIITNKTIKOU AUKOU GUCTAVETAL
avaf3oln Twv emepBatikwv S1adIKAcwV PEXPL N TIUN
Tou APTT va emavéNBel o€ puaIoNoyIKA emimeda.

Ta avtipwo@oMmdikd avtiowuata, amdé  Ta
omoia To MO YVWOTO €ival TO AVTIMNKTIKO AUKOU
(LupusAnticoagulant- LA), eival etepoyevri opdda un
€16IKWV aVTIOCWUATWY TToU KAaTeLBUvVovVTal €VavTl TwV
PWOPOMTISIWV Kal apVNTIKA QOPTIOUEVWV CUMTIAEY-
MATWV  @WO@ONMISIWV-TIPWTEIVWVOTA  AlOTTETANI
Kal o€ AANa KUTTapa.'®""To avTimnKTIKO AUKoU eEAANOU
napeuPaivel otig e€etdoelg mRENG mou e€aptwvtal amd
PWOo@OMTiSIa Kal HE auTtd Tov TPOTo BeTIKOTOLEl TNV
e&€taon yla avTimnKTiko AUKou. Bpioketal ouvriBwc Be-
TIKO 0€ a0BevVei¢ ue oUOTNUATIKO EpUONUATWSN AUKO,
XWPIC OpwC va meplopiletal povo o€ auTtoug.'s'®

>1a maidid, n avelpeon BeTIKOU AVTITTNKTIKOU AUKOU
ouxva gival Tuxaia, ota mhaiota diepelvnong mapdta-
ong APTTripoeyxelpnTikd 1 HETA Ao 10YEVEIG Aolpw-
&e1¢."*°2uviiBwce Ta avticwuata autd givat mapodikd,
Sev éxouv KAk onuacia kat dev cuvdudlovtal pe
aipoppayikn S1dBeon. AvtiBeta, n umapén Toug oTov
madlatpikd MANBUOUO, €ISIKA OTAV EMIPEVOULY, UTTOPEI
va cuvdudletal onavia pe OpouPWOELS Kal ayyElaKA
EYKEPANIKA eMelc061a.2"#* H avelpeon emipova BeTikou
QAVTITNKTIKOU AUKOU €€AAAOU OTTWC KAl TWV UTTOAOITTWVY
AVTIPWOPOAMISIKWVY AVTICWHATWVY Kal KUPIWe Twv B2-
GPI, evbéxetal va oxetietal pe TNV UMAPEN UTTOKEIUE-
VOU aUTOOVOOOU VOOHUATOG, OTTWG TT.X. CUOTNUATIKOU
epuBNuatwdoug AUKov. ATTalTE(Tal CUVETWG OTEVH TTa-
pakolouBnon kat emavéleyxog, og ocuvouacud mdvta
KAl M€ TNV KAWVIKY €IKOVA, VW OE TTEPITTTWON EMUOVAC
TIPETEL va TIpaypaToTolEital mepaitépw Slepevvnon,
WOoTE va unapéel éykaipn diayvwon Kat KATAaANAn Be-
PATTIEVTIKN AVTIHETWITION. 19202425

H Siaxeipton Twv madlatpikwy acBevwy oe TTEPITTW-
O¢€lC OeTIKOU avTIMINKTIKOU AUKOU TrepIAAUPAvel Tapa-
KOAOUONON Kal EMAVEKTIUNON EVTOC TWV EMOPEVWY 3
MNVWV.XE OTIAVIEC TIEPIMTWOEIC Ol aoBeveic umopei va
gu@avioouv aigoppayikn didbeon n BpouPwon. Xtnv
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nepinTwon BeTikwv LAcuvioTtatal amo@uyr Twv emep-
Batikwv S1adikaciwv péxpL ToV EMAVEAEYXO, O OTIOIOG
ouvioTdtal va yivetal HETA amod 2-3 prveg.22326

2TouG MapaKAaTw Tivakeg 6 Kal 7, gaivovtal Ta amno-
TENEOHATA TOU EPYAOTNPLAKOU EMAVEAEYXOU TWV aoBe-
VWV PETA amé tpiunvo (mepimtwon 4) kat dipnvo (mepi-
nTwon 5), avtiotoixa.

ApoTepol ol acBeveic dev ppdviocav alpoppayikni
8140gon, 0 éAeyXog TOU AVTUTNKTIKOU TOu AUKOU (uE
™ péBodo PNP), Atav mAéov Kal oTI¢ U0 TIEPITTTWOELC
APVNTIKOG, EVW N TEUNTN aoBevig UMEBARON emTUXWC
OTO XElPOUPYEID AUUYSOAEKTOURG/ASEVOEISEKTOUNG,
XwpIig apoppayikd cupPdauata. |

ABSTRACT

The process of haemostasis includes a total of com-
plex interactions between blood cells and the vascular
endothelium, with the aim of haemorrhage cessation.
Disorders of haemostasis fall in two main categories:a)
hereditary, when there is a genetic predisposition that

Disorders of haemostasis/coagulation in everyday paediatric clinical practice

Pergantou H, Michalopoulou A.
Haemophilia Centre and Haemostasis/Thrombosis Unit for Children and Adolescents, Aghia Sophia Chil-
dren’s Hospital, Athens, Greece.

leads to deficiency or dysfunction of specific coagu-
lation factors and b) acquired.In this articlefive inter-
esting cases of haemostasis/coagulation disorders in
everyday paediatric clinical practice are presented and
their diagnostic and therapeutic approach is analyzed.

KEY WORDS: haemostasis, paediatric patients, everyday paediatric practice
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Eneio601a anwAetag ovveidnong otamaidid

MeAmopévn MNwpyn

Nadiatpocg — Maidoveupordyoc, Emueliitpia ‘B EXY, T Mavemotnuiakr Nawdiatpikry KAvikn, M.LN. «ATTIKOV»

[TEPIAHWH

Ta emelod1a mapodIKAC ATWAEIAC TNG CLVEIdNONG
elval ouxva ota maidid. Mepimouv 15-35% twv mat-
Slwv kat eprifwv Ba TapousIAcoUV TOUAAXIGTOV
éva emeloddlo anwAelag ouveidbnong, Ye Ta un-
AOTEPA TTOCOOTA VA APOPOUV KOPIToIa €pnPIKAC
nAkiac. Mapdho mou oTnV MAEloPN@ia Twv MePL-
TITWOEWV TTPOKELTAL YIa KaAonOn emeloddla veupo-
YEVOUC OUYKOTING, AANEC, TTIO COPBapPEC aITiES, OTTWG
N KapOI0YEVAC CUYKOTTA ) GAAQ N CUYKOTITIKA (Al
VOUEVA PE TTAPOUOLA KAWVIKE) TTOOPBOAR, Omwe uia
EMANTITIKA Kpion, Ba mpémel va Aapavovtal umo-
Piv. Ta emeloddia mapoSIKAG anmwAEIAS CLVEIdNoNg
TMEQINAUBAVOLY TPAUUATIKA KAl Wn TEAUUATIKA
aitia. Ztn 6eutePn opAda AvViiKOLV TA CUYKOTITIKA
emelodd1a, Ta EMANTITIKA €TEl0081a, Ol PUXOYEVEIG
KPIOEIC, aANA Kal AMa omrdvia aiTia molkiAng Bapu-
™NTag, OTTWGE TA EMEICOSIA KPATAUATOC AVATIVONG N
évag evdokpaviog oykoc. H dounuévn mpoaoéyylon

Tou TaIdIoy WE eMEICOOI0 ATTWAEIAC OLVEISNON,
mou epIAapPBAvel TN AAYN AvOAUTIKOU ATOUIKOU
Kal OIKOYEVEIAKOU 10TOPIKOU akoAouBoUpevn amd
NeMTOUEPN QUOIKA €€€Taon, odnyel OTIC TEPICTO-
TEPEC TIEPIMTWOEI OTNV AVAYVWELION TNE UTTOKE(-
hevne aitiag. H eotiaon oto kapdlayyelako Kal
VEUPIKO oUOTNHA, KABWE Kal n ektipnon g Yu-
XOKOIVWVIKNG KATAOTACONE Tou TTaSIoU amoTeAoUV
TIC ONUAVTIKOTEPEC TIAPAUETPOUC  A&IOAOYNONG
KATA TNV apxIKr Tpocéyylon. Aedouévou OTI éva
eMeIoOS10 AMWAEIAG CUVEIONONG TPOKAAEL 1d1a(Te-
pn avnouxia oToug YoVveic kal amoTeAel cuxvd OI-
AYVWOTIKO TTPORANUA oTov 1aTpd TTOU KAAETal va
10 Olepeuvioel, BepeMwdn Bripata otn Slaxeiplon
gival n dlaceaiion ¢ owoTng SIAyvwong Kat oTn
OULVEXELA N ekTaiGELON TWV PEPOVTICTWY KAl TOU
{610V TOU TTAISIOU OYETIKA HE TNV KATACTAON.

AEZEIX EYPETHPIOY: enme1c6810 anmwA&la¢ 6UVEISNnoNG, GUYKOMI), EMANNTIKA Kpion,

KapS10yEVIG GUYKOT, YPUXOYEVIG CUYKOTN

Yme0Ouvn emKolvwviag
Mehmopévn MNwpyn

TnA: 6979533587

Mail: mel.giorgi@hotmail.com
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Eicaywyn

Ta enelcodia anwlelag ¢ ouveidnong amoteholv
KOWVO CUUMTWHA Tou MANBuouoU, agol 50% Twv av-
Bpwrnwv Ba mapoucidoouv Kamola oTiyun otn {wn
Tou¢ Tétolo emeloodio.Ta moocootd ota madid £wg 18
€TWV KupaivovTal petafd 15-35%'. Ta emelcddia anw-
Aelag ouveidbnong Tng maidikig nAkiag ivat mo cuyvd
otou¢ epnfouc. Ymohoyiletal 6Tl mepimou 30% Twv
eprifwv Ba MapoucIAcouV TOUAAXIOTOV éva EMEICO-
810 anwAelag ocuveidnong, pe ta vPnAdTEPA TOCOOTA
va ag@opoLv ta épnpa kopitola®. Emmiéoy, 1-3% Twv
emokéPewv oto madlatpikd Turua Emeryovtwy Mepl-
otatikwv (TEM) agopd maidid pe emelodd10 amwAELOg
ouveibnonc. Mepimou 30% twv maidiwv Ba mapouacid-
OOUV UTIOTPOTIEGY,

‘Eva enelcodio anwAelag ouveidnong oe maudi mpo-
KoAei Sikatohoynuévo dyxog 1600 OTOUG YOVEIG, TTou
gival paptupeg tou emelcodiov, 600 Kal otov LATPO
oV KaAeital va 1o StaxelptoTei. Av Kal OTIG TTEPIOCOTE-
PEC TIEPIMTWOELC TTPOKEITAL Yid «abwax» cupPduata, o
QTTOKAEIOHOG COBAPWY UTIOKEIMEVWV VOONUATWY Kal
KATOOTACEWV €ival amapaitnTog Kat TOAEC @opég SU-
OKOAOC.

Ta eneloddla anmwAelag ouveidbnong mou cuvrBwg
TPOKAAOUV S1ayvwoTIKA TTPOKANoN gival Ta ovouadlo-
peva mapodikd emelcodia anwAelag ocuveidnong, ota
ormoia 0 aoBevi¢ avaKkTdA TIC AloONOEIC TOU Kal QYTAVEL
yla atpikn e€étaon otav eival mAéov kahd. Mpokel-
TAl Yl évav TEPLYPAPIKO OPO, TTOU TIEPIYPAPEL TO OU-
MTTTWA, Ol UTTOKEIUEVEC AITiEC TOU OTTOIOU €ival TTOANEC.
Etol, w¢ mapodiko emelcddio amwAelag cuveidbnong
(transientlossofconsciousness-TLOC) opiletat n aip-
vidla, Bpaxeiag S1ApKeIag MPAYUATIKN 1 QAIVOUEVIKN
anmwAela NG ouveidbnong mou Xapaktnpiletal amo
AnmWAELA TNG €Miyvwong, anwA&la i aAAayEG TOU Jui-
KOU TOVOU Kal TOU EAEYXOU TNG KIVNONGKAL amWAELD TNG
amavTNTIKOTNTAC, TTOU aKoAouBeital amd autopaTn Kat
TA} PN ATOKATACTACH, EVW CUXVA UTTAPXEL apvNnoia TNG
TEPIGSOUL KATA TNV OTToia TO ATOWO NTAV avaictnto’.

Ta mapodikd enelcodia anwAelag ouveidnong taél-
vopoUvTal o€ MELCOSIA TPAVMATIKAG KAl U TPAUHATI-
K¢ artiohoyiag. Ta emeloddia TpAuATIKAC AlTIoAOYiag-
TIPOKUTITOUV UETA amd KAKWON TNS KEQAANC kat dev Oa
YIVEL ava@opd O0TO MAPOV KEieVO. XTa eMElcOdia un
TPAUMATIKNAG AITIOAOYIOC AVIKOUV TA CUYKOTITIKA ETTEL-

00010, Ta eMANTTIKA eMelo6S1a, Ol PUXOYEVEIG KPIOEIG,
aAAd kat ANka omavia aitia, motkiAng BapuTtntag, OTwWE
Ta eMelodS1a KPATAATOC Avanvorig 1 évag evOokpavi-
0G OYKOG (elkova 1).

Emeidry éva mapodikd emeloddlo anmwAelag cuveidn-
oNG, WG TIEPLYPAPIKOC OPOC, ATIOTENEI CUUMTWA TTOA-
AWV SLAPOPETIKWVY UTTOKEIMEVWY KATACTACGEWY, BACIKO
PONO OTN OUYKEKPIUévN Ta&ivounon mailel o mabo-
(PUCIONOYIKOG HNXaVIoPOG Tou emelcodiou. ‘Otav, yia
omolodnmote Aoyo cupfei umodpdeuon Tou eyKePa-
Nou, emépyeTal Uia TTAPOSIKN VEUPWVIKK OUOAEITOUP-
yig, Tou 0dnyei o€ eyKeQAAIKr amoppuBuIon Kal uro-
pei va ekdnAwBei w¢ emeloddio anwAelag cuveidbnong.
Mapopoiwg, n maBoloyikr; MAPOoSUCUIKY VEUPWVIKN
Sléyepon 1OV UTIAPYXEL OTO TIAQIOIO EVOG EYKATECTNE-
vou mraBoAoyikoU veupwviKoU SiIkTtUou, 6mwe cuufai-
VELOTNV eMANYia, pmopei emiong va odnynoet otnyv idla
ekbiAwon. Etol, n umodpdeuon tou eykepdalou armo-
TeNEl TOV KUPLO PNXAVIONS TTou odnyEl 0Tn CUYKOTH, N
unepPolikry mabBoloyikn veupwviky Siéyepon odnyei
OTNV EMANTITIKA KPIOT, EVW 0 PUXOAOYIKOG UNXAVICHOG
NG METATPOTTAC UIMOPEL VA TIPOKAAEDEL [IA PUXOYEVH
Kpion®.

H avayvwplon t¢ artiag evog mapodikol emelcodi-
0OU ATMWAELAG oUVEIdNONC gival oNUAvVTIKY, €I0IKA oTav
auth o@eiletal og KAPSIOAOYIKA 1] VEUPOAOYIKA aiTla,
agov Ba kabopioel Ta emdueva Bripata TnG SlayvwoTi-
KN Kat BepameuTIKnG TPpooéyylong Tou acBevouc.

ZuyKomn

H ouykomm €ival éva amno ta mo Kowvd mapouoHIKA
oupBapata tng maidikng nAkiac. Opiletal w¢ awpvidia,
avtomeplopt{OUeVN amwAELD TNG ouveidnong, Ppaxeiag
S1dpkelag pe ouvodd AMWAELD TOU HUIKOU TOVOU, OKO-
AouBoUpevn and autopatn Kat MApn amokatdotaaon,
XWPIG Kavéva veEuPOAOYIKO UTTOAEIpUa. [poouykoTA A
TIPOCUYKOTITIKO €MEICOSI0 €ival n KatdoTtaon mou Ka-
molog Blwvel étav aloBAavetal 0TI emMEPXETAl ATTWAELQ
NG oLvEIdnong, XwWPIig WoTOOO AUTO va CUKPAIVEL EVW
Tautdxpova mapouctdlel TapodIKr AMWAELN TOU Ui
KOU Tou Tovou. O 6poG CUYKOTIN TIPOEPXETAL QMO TNV
apxaia ENANVIKA AéEN «OUYKOTITW» KAl ATTOTUTIWVEL TN
Sl0KOT TNG EMAPNC UE TO TEPIBANNOV, OTAV TO ATOO
AMWAECEL TIC AloONoEIC TO.

Ot artieg TNG OUYKOTAG €ival TOANEG oTo TAISIATPIKO
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Etmei06d10 ammwAeiag ouveidnong

Mn Tpaupatikd

ZuyKoTmm EmAnmmkn kpion

+  AvravaxhaoTik (reflex) levikeupévn

o Towviki
o Neupokapdioyevrig o Khovikr
(NKZ) o TovikokAovikr
o Mepiotacaxn o Atoviki
OpBoaramkr} Yméraon
+ KapSioyevrig

Tpauparikd (YeTa amé
KAakwaorn KeQaArc)

Yuyoyeveg AMa aitia
Wuyoyeviig GUYKOTTH E:::%ﬁ:“ Kparfuarog
Wuyoyeviig un el I :
ETANTTTIKA Kpion ToyAukaipia (vnoTeia)

Ymapayvoedic aipoppayia

K.Q.

Eikéva 1. Taivounon mapoSikwv emeicodiwv anwAeiag ouveibnong

TANBUOUO HE KOIVO TTOPOVOUACTH OAWV, TNV UTTOAP-
Seuon Tou eyKeANou. AUTr UITOpEi va TTIPOKUYEL LEow
U0 Bacikwv TPOTWV: €iTE TNV TTWON TNG CUCTNUATI-
KAC apTNPIAKAC Tieong (AM) gite Tn peiwon Tng kapdia-
KNG mapoxne. ETol, avaloya e To aiTlo, £va CUYKOTTTIKO
eneloodio pmopei va tafivoundei otoug €€R¢ TUTOLC:

. TNV AVTAVAKAQOTIKN 1| VEUPOYEVH) CGUYKOTTH
(reflexorneurally-mediatedsyncope)

. 31n ouykomr and opBooTATIKY UTTOTAON

. >Tnv KapSloyevr) CUYKOTTI, TTOU amoTeAEL Kal

TNV Mo cofapr Hop@n Kat n omoia mepAauavel kap-
Slohoyikég maBbrioelg, Suvntikd emikivduveg yia tn (wr).

AvTavakAAOTIKH 1] VEUPOYEVIC CUYKOTIH
H avtavakAaoTIKf) CUYKOTIN) OTTOTEAEL TNV IO KON

pop®r} ouykoTm¢ o€ audid Kat evilikes. Alaxwpiletal
TEPAITEPW O€ 3 UTTOTUTIOUG: A) TN veupokapdloyevr
OUYKOTIH, B)TNV TMEPIOTACIAKN CUYKOTH Kal y) Tn ou-
ykomn and unepevaicOnaia Tou kapwTidikoL BoABol
1} CUVOPOUO GPIKTOU KOAAPOULS, TNV KABNUEPIVA KAL-
VIKA TPAEN, alAd Kal yYevikoTepa aTov TANBUCUO, 6pol
onmw¢ MmoBupia, Bayotoviko emelcddlo, TapacuUTa-
Ontikotovia K.a. avagépovtal OtV AVTOVOKAAOTIKN
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ouykorn (mivakag 1).

Ynidpxouv Siagopolnpodlabecikoi mapAyovTeg mou
MITOPOUV va TIPOKAAECOUV AVTAVAKAACTIKE GUYKOTIH.
H opBootacia, n (¢0Tn, 0 CUVWOTIOUOC, N KOTIWON, al-
oOnuata 6mwe o eOPog, o MdVog, To Ayxog, aAd Kalt
KATOOTACEIG OTWG N apuddtwaon, pmopouv va odn-
ynoouv otn Aeyduevn vevpokapdloyevry ouykomn. To
enelo6610 oupPaivel Kupiwg oe VPO BEon. ZuykeKpl-
péveg TTEPIOTATEIG, OTIWG O BriXag, n oupnaon, n aPodeu-
on odnyouv oTNV MEPICTACIAKI CUYKOTTH| €ITE KATA TN
S1dpKeLd TouG EiTe apEOWC PETA, VW N AOKNON TTiEONC
otov KapwTISIKG BoABS umopEi va eM@QEPEL CUYKOTN
€K TNG TMigong autou.

O maBo@uoCIoNOYIKOG PNXAVIOUOG EYKEITAL OTNV
EVEPYOTIOINGN €VOG AVTAVAKAACTIKOU TTIOU TIPOKAMEL
ayyelodiaotoln ry/kat Bpadukapdia. e ouvOrikeg mou
TTPOKAAOUV umoTaon yila omolodnmote Adyo (m.x. op-
Bootaoia, apuddtwon K.A.)KIVNTOTIOIEITAlL TO CUUTIO-
OnTikd cvotnua, odnywvtag o€ ayysloocuoTacn Kal
avénuévn kapdlakn mapoxr, evw mapdAnAa avaotéA-
AETAL TO TAPACUPTTAONTIKO GUCTN A, TIOU (PUGIOAOYIKA
emrelel avtiBetec Spdoelct. YTIO oplopéveG GUVONKEC,
0 (PUCIOAOYIKOG AUTOC OPOIOCTATIKOG UNXAVIOHOG Sgv
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niVGKGC 1. TYNOI ANTANAKAASTIKHE SYTKOMHS KAI IPOAIAOEZIKOI NTAPATONTES

AvtavakAaoTikn (reflex) cuykomn

Tumog

EKAUTIKA aitia

Nevpokapdioyevri¢ cuykomn i fayotovia n
mapacuumadnTikotovia

OpBootacia, (0N, CUVWOTIONOC, KOUPAOT, apuddTwan,
®ofog, dyxog, mévog K.a.

MNeplotaoiakr cuykomn

Apddeuon, oupnon, Brixag, YA, pTépvioua K.q.

YniepevaioOnoia kapwtidikoL BoABoU
(Z0vdpopo o@pikTol KOANGpPOU)

Mieon kapwTiSikoL BoABou

®6Bog, ayxog, Tévog,
opBooTaaoia,

- aguddarwaon

YTépperpn
diéyepon Mﬁ
oupTradnTikos : }'\ﬁ e
L =0
Y1roykaipia LR
Aulgnan
OUCTaATIKOTNTAG
AP koilhiag

® — J

J tévou { Tévou
gupTTaBnTikou TrapacupTIanTikou

l J

Ayyelo8iaoToAn | Bpadukapdia |

_

Eikéva 2. MaBoguoioloyia avtavakAaoTikic ouykomric. Lecturio. (n.d.). Vasovagal Syncope — Pathophysiology.

Retrieved from https.//www.lecturio.com

EVEPYOTIOLEITAI, JE ATTOTENECHA O TOVOC TOU CLUUTTAON-
TIKOU VA HEIWVETAL, O TOVOC TOU TTApAcuumadnTikol va
avéavetal, WoTe va eykabiotatal ayyeloS1aoToAr, umo-
Taon kat Bpadukapdia j acucTtoAia, Tou odnyoulv oe
MEIWPEVN alpdTwon Tou eyke@Alou (umodpdeuon) Kal
TENIKA O€ anMWAELA TNG ouveidnong (sikdva 2).

‘Eva enelo6810 avtavakAAOTIKAG CUYKOTTAG TUTTIKA
TPOBAAEl HE TTPOSPOUA CUPMTWHATA, OTIWE VAUTIa,
kapnPapia N kepahatyia, aicBnua (AAng, BoAwon n
apavpwon TG 6paong, €@idpwaon, wxpd Kal Puxpod
O6épua, Taxumvola, aioOnua maApwy, umdtacn Kat Bpa-
Sukapdbia og GNNote dAou¢ suvduacpouc. Ta mpodpo-
Mo cuunTwpaTa prmopei va Siapkéoouv amd Aiya deute-
pohenta péxpt 1 Aemtd (ouvrBwe 10-20 sec). AkohouBei

I CUYKOTITIKK} (ACH, OTNV OTIOid TO ATOMO €XEL ATTONE-
0€L TN ouveidnon, epgavilel xahapd - cuvrRBwg - YUiKo
TOVO, eV e€akolouBei va mmapouacialel Eviovn wxpo-
nTa, KpLo 6¢pua, pidpwon Kal Bpadukapdia. Ta pa-
Tla givat ouviBwg avolyTtd Kat ol kOpeG ae pudpiaon. O
OQUYMOC gival aduvapog kat Bpaduic, evw n aptnplakn
niieon (av petpnOei) gival xaunAn. Av n cuyKekplpévn
@aon mapatabei, Adyw NG eyKeQAMKAG umogiag, Umo-
PE[ VA EUPAVIOTOUV TOVIKEG 1] KAOVIKEC KIVIOELG, OUVI-
Bw¢ MIKPAC évtaong, ACUUUETPEG KAl OOUVTOVIOTEG.
MoAU omdvia pmopei va urdpyel anwAela ovpwv. H ou-
ykomtik) @don Siapkei ouvnBwg 1-2 Aemtd. AkoAouBei
N METACUYKOTITIKN (pAGCN, OTNV OTT0id TO ATOMO AVAKTA
TIC AlOORoEIC YPriyopa, eV HmopE( yia Aiyn akdun wpa
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[Mivakac 2. TYnoI OPOOSTATIKHE YNOTAZHE

OpBooTaTIKN UTOTACK - GUYKOTH

Tomog Opiouog MnXaviopog - EKAUTIKA aitia

Aps’on ' | SAM > 40 mmHg I'Ipocwplv'n élarapqxn Twv (pUOlO)\'OYleV

Evtocg 15sec 6pbiag MNXAVIOUWV avTIpeOomnong TnG mtwong Al otnv
. | AAM > 20 mmHg ) C e

otdong amotoun aAayn 8éong

KAa’oalKr.] ’ | SAM = 20 mmHg Aopikn 5U0}\£ETOUlea ANZ

Evtdc 3min 0pbiag * [Mpwtomadn¢ (v Parkinson)
. 1 AAT = 10 mmHg ,

otaong » Aeutepomadnc (ZA)

KaBuotepnuévn | ZAM =20 mmHg ‘Hma SuoAertoupyia ANZ

>3min 6pBiag otdong 1 AAT = 10 mmHg Odappaka

FovSpopio S0 B 6 Ecc)x;(rl ;puomn Katdotaon, Aoipwén, xpdvia

opBooTatikig madla éwg 18etwv Bon Bsirc}l

Tayvkapdiag (POTS) Apehntéa mtwon All v e an® 10 Geiliae Bhems

va atcBavetat (aAn kat kepaialyia. Katd kavova, ota
enMelodSl0 AVTAVAKAAOTIKNG CUYKOTTAG, N €mavagopd
OTO QUOLONOYIKO Eival OXETIKA AUEON KAl TTARPNG.

Suykor an6 opBooTaTIKA UndTaon

To ouyKOTTIKO €MEICO8I0 0g £6aPo¢ 0pBOOTATIKNG
UMOTAONG TIPOKUTITEL OTaV €MENBEL AMOTOUN TITWON
™G Al katd tnv éyepon amo UmTia 1 kablotr o€ 6pBia
Béon. Q¢ opBooTtatikr umdétaon opiletal N MTWoN TG
YuoToMkA G Aptnplakrg Mieong (XAM) > 20 mmHgry/
Kat ™G Alaotohikig Aptnplaknig Mieong (AAM) =10
mmHgoe didotnua éwg 3 Aentd and v €yepon o€
6pBila Béon. H opBooTtatikr unmdtacn Umopei va eival
OUUMTWHATIKA 1} acupmtwpatikh. Qaivetal 0Tt Ael-
TOUPYIKEG Kat Souikég PAaPeg Tou Autovopou Neupt-
KoU Xuotripatog (ANX) eumAékovtal otov mabouat-
ONOYIKO pNXaviopo mou odnyei og avemapkn avénon
TWV TTEPLPEPIKWV AYYEIOKWVY AVTICTACEWV Kal TOU Kap-
SlakoU puBpoL katd TNV 6pBla oTdon, e amoTéNECUA
eneloodlo anwlelag ouvveidnong®. Oualohoyikd, mpo-
OaYyWYEC veg amo TIC KapwTideC Kal To aopTikd Td&o
METAQEPOUV OAUATA OTO AYYEIOKIVNTIKO KEVTPO TTOU
£6pddletal 0ToV TIPOUNKN MUEND KAl ATTO EKEI, ATTAYWYEC
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iveg puBpiCouv Tic SUo PACIKEC TAPAETPOUC TOU Kap-
Slayyelakou: Tov kKapdiakd puBuod Kal Tov TEPIPEPIKO
AYYEIOKO TOVO, 0 omoiog mailel Kal TOV ONUAVTIKOTEPO
poMo. Eite o mpwtomnabeic site o dsutepomabeig Ka-
Taotaocelg Suohertoupyiag Tou ANX, ol CUUTTABNTIKEG
ive¢ Tou Kapdlayyelakol aduvatoluv va auv€RoouV TIC
TIEPIPEPIKEG AYYEIOKEG AVTIOTACELG OTNV 0pBla Béon,
ME amoTéAeopa To aipa va Aipvadel 6to QAEPIKS Siktuo
KATw amé 1o Si1d@ppayua, va PEIWVETAL  GAEPIKN €MmL-
oTpOoPN Kal To MocooTd Tou CO2 oTo aipa, KAtalryo-
vTag o€ opBooTaTIK) UTTGTACN KAl TEAIKA O€ GUYKOTTH.
H ouykomn amé opBootatikr) undétaon ta&lvopeital
otnv aueon (initial)(eppdavion eneicodiov amwAelag
ouveibnong péoa oe 15sec 6pBiag B€onc), otnv KAAo-
olkn (classical) (epgpavion ensilcodiov anwelag cuvei-
&nonc og Sraotnua <3AenTwv 6pBiag Béonc) kal otnv
kaBuotepnuévn opbootatikn undétaon (delayed) (ep-
pavion eneloodiov anwAelag cuveidnong og StaoTnua
>3\enTwv 6pB0lag B€ong)®’. Z1nv idla Katnyopia Kata-
TdooeTal Kal 1o ouvdpopo opBoaTatikig Taxukapdiag
(posturalorthostatictachycardiasyndrome - POTS), ma-
poho mou dev UTIAPXEL TAUTOXPOoVA 0pBOCTATIKN UTIO-
Taon. Q¢ mpo¢ TG TIHES TTwong TG Al Kat Tou kapdia-
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niVGKGC 3. AITIEZ KAPAIOTENOYS SYTKOIMHE STA MAIAIA. TOAAES GOPES MIMOPEI NA YTIAPXE
SYNAYAXMOZ TON ANQTEPQ, NMX MYOKAPAIOIMAGEIA XYNAYAXTIKA ME APPYOMIA

Aitia KapSloyevoUg GUYKOTING

1. Aopikég/ AeIToupyikéG avwpalisg
*  AucAertoupyia puokapdiou: Yreptpopikry Muokapdionabela, Alatatikri Muokapdiondbeia,

Muokapditida (Aopuwdng, pAeypovwdng)
e Xtévwon aoptig, BarBidomabeleg
*  Xte@aviaia vooog (m.x. vooogKawasaki)
*  [lvevpovikA unéptaon

*  Yuyyeveic Souikég avwpalieg kapSidg kal ayyeiwv (.. Tetpaloyia Fallot)

2. AppuBpisg
TayuappuBuieg

*  SlaulondBeiec: long-QT, short-QT, Brugada s, WPW s.

*  ToAOpop@n Kolhlakr Taxukapdia
*  TMapo&uopikni unepkolAlakn Taxukapdia
*  Kothiakn taxukapdia

BpaduappuBuieg
*  KOMTOKOIMOKOG QTTOKAEIOMOG

*  YUvdpopo vooouvTtog GAEBOKOUBOU(TOAD omdvia ota maidid)

KoU puBuoU oTnV KABe pop®r, AUTEC avaypdgpovTal
otov mivaka 257,

Mapdyovteckal KATAOTACEIG TTOUTTPOSIa0ETOUV OTNY
EU@Avion opBooTaTikNG umdTacnC €ival i amoToun
£€yepon o€ 0pbia B€on, n €yepon UETA ATTO MAPATETA-
MéVN KATAKALON, META aTIO YEUUA, N XPrON @APUAKWY,
OOUIKEG 1} Aettoupyikég Slatapaxég Tou ANZ, n umép-
UETPN ayyeloS1a0TOAr TTou Umopel va cupPei katd tnv
aoknon, Aolpwéelc, apuddTtwaon Kal YEVIKA Ol KATaoTA-
OEIG UTTOYKAIMiagG, K.Q.

JTIC TTEPIMTWOELG TTou N opBooTatikn umdtaon eivat
OUMUNTWHATIKA €KONAWVETAL PE CUUMTWHATA OTIWG
CAAn, kepahahyia, aioBnua aduvapiag, vautia, aicdn-
pa ToApwy, wxpdTnTa Kat @idpwon, dlatapaxég épa-
ong Kat akong, iAlyyo k.d. Akpaia kat TeMKr ekdriAwon
AUTWV amoTeAEl N cuyKom. Ta CUUTITWHATA TTAPOUGI-
alouv dlafBabuioelc otnv €vtaon, UMopEi va unmooTpé-
Youv av 1o atopo kabioel i Eamlwoel kal ouvrRBwg
gival xelpotepa 1O TTPWI, HETA amod yeUA 1 KATA TNV
doknon.

Ytanadid, n Mo cuxvr Hop@n gival autr TNG AUECNG
opBooTtatikng umdétaonc, kabBwg ol uTTdAoITEC OPEilo-
vTal Kupiwg og PAaPec Tou ANZ, 0To TTAAICIO EKQUAI-

OTIKWV TTABNCEWV TIOU APOPOUV TOUG EVAAIKES, OTTWG
n vooog Parkinsonfj o Xakxapwdng Awfntng Xtnv
Aaueon opBootatikr undétaoneykabiotatal oucIaoTIKA
Hia mpoowpivr), Tapodikry SUCAEIToUPYia TwV pnxavt-
OHWV avTipPOTINoNG TWV PUOLIOAOYIKWY SlEpYaciuv
Tou amaitovvtal yia tn Siatrpenon @uololoyikng Al
KATd TNV amotoun ailhayr] 6éonc. To amotéeoua ei-
val n ypnyopn kat cuvnBwc umepBoAikr mtwon tng All
(XA >40 mmHg, AAI > 20 mmHg), cuvtopa YETA TNV
éyepon oe 6pBOia Béon.

H beutepn mo ouyvn poper ducaveiac Tou AN
TIOU ATTAVTATAl KUPIWE OTOUG €PriBoug Kal TIEPIOCO-
TEPO OTa Kopitola gival To cuvdpopo POTSE. H cuyke-
KPIUEVN ovToTNTa, Tou epgaviletal ouvrRBwe PeTd TV
nAIKia Twv 9 eTwv, KA’ 0ANn TN @Aon TNS pneiag r Kat
KATA TOo TEPAC AUTNC, CUVOEETAL UE TIC PUGCIOAOYIKEC
oppoviKEG Slepyacieg mou emteAovvTal 0TN SUVAUIKN
aut mepiodo Tng avantuéng. O maboPualoNOYIKOG Un-
XQVIOUOG €ival ETEPOYEVIE, OTTWC Kal N KAWVIKA TTOpEia,
a@oU og KAmola dTopa UTOXWPED KATA TNV €VAALKO
{wnj, evw o ANha empével Sia Biov. Eival amo Ti¢ kata-
OTACEIC TTOU ouVNBWC eKSNAWVOVTAL UE CUPMTWUATA
onwc¢ (aAn, aduvapia, kapnPapia, KOTTWoN Kat oTAvia

57



AgAtio

TOMOZ 73, TEYXOZ 3, 2023 - 56n MNAIAIATPIKH ©OEPATEYTIKH ENHMEPQZH

mV(IK(IC4. KYPIA AIAOOPOAIATNQXTIKA XAPAKTHPIZTIKA METAZY ANTANAKAAXTIKHZ KAI
KAPAIOTENOYZ ZYTKOMMHX.
Kapdioyeviig Zuykonn AvtavakAaoTtikn ZuyKomn
EKAUTIKOC Aoknon, KoOAUWTL, évtovo stress, Suvatdg B6pu- OpBootacia, mévog, dyxog, (¢on,
mapdayovtag Bog, mupetodg (omavia) aguddatwon
Npé6popa Zuv’newc Kavéva Zux’va ’ ’
SULTTOUATA * AicOnua maApwyv * Z4&An, vautia, wxpotnta,
H H * MNoévoc oto otriBog e@idpwan, BoAr 6pacn KA
AIONIAIA anwAela cuveidnong, Tou pmopei va QxpodInTO, £Qidpwon
KAVIKE 0o8nyn o€l Og TPAUUATIONO ‘Evapén KIVIiOEWV PETA TNV ATIWAELA
WVIKEG . . . ,
. Y 0vTtounc Sl1apkKelag (<15 sec TOVIKEG 1} ouveidnong
ekbnAwoslg . X . e
MUOKAOVIKEC KIVAOELG AoUyxpoveg, HIKPNG SIAPKELAG
Avwpalog kapdlakdg pubude, euonua MUOKAOVIKEG KIVAOELS/ TIVAYHATA
. lpriyopn avaktnon alocdnoewv AvdkTtnon alobnoswv o secr 1-2
Meta 1o , L . . . .
, Mmopei va xpelaotei avavnyn ry amvidwon Aemtd, autépatn
EMEI00810 , , f , , ,
Amoucia veupoAoyIKoU ENNEIUHATOC Anoucia veupoAoyIKoU ENNEIUHATOC
YuyyevrickapdiondBeia
i MvevpovikAumépTtaon . .
::::LW::,) FevetikdoUvdpopa (Noonan, Williams, Down, :lggmlf;ggxo enewdio
P Kearns-Sayre, Pompe, ka) P ne
AlaulomidBeieg
. O¢eTIKO yia alpvidlo Bavato
OIKOYEVEIAKO . . . .
, KapSlomaBeleg OETIKO Y10 AVTAVOKAACTIKI) GUYKOTTH
IOTOPIKO ,
Appubpicg

odnyouv G€ GUYKOTH.

TéNog, mapdho mou dev ekOnAwWveTAl Pe UTTOTAON,
a&iCel va avagepBei kat 1o ouvdpopo 0pBOCTATIKNAC
UTTEPTAONCG, APOU AVNKEL OTIC KATAOTAOEIC «duoaveli-
a¢» Tou ANZ. MpoKertal yia pia KAWVIKN ovtoTnTa mou
TEPLYPAPNKE yla TTPWTN Qopd 1o 2012 Kat n omoia cu-
viotatal otnv anotoun avénon tng Al katd tnv éyep-
on og 6pOia B¢on’. O MaBoPUGCIOAOYIKOG UNXAVIOHOG
Sev eival EekdBapoc, moTteveTal WoTdoO OTI OPEINETAL
o€ UTTEPUETPN O1éyepon TOU CUUTAONTIKOU CUCTHUA-
TOG KATA TNV €yePOn. ZToug eVAAIKEC eppavifeTal oTo
£€60(0C¢ CUOTNUATIKNAG APTNPIOKNAC UTTEPTaoNG (AY) Kal
Bewpeital mpodlabeoikdg mapdyovTag yla Kapdlayyel-
aKd TPOBARHATA KAl AYYEIAKA EYKEPANIKA emelodSial.
YT1oug g@riffouc, ou gival Kal n KUPLA EUTTAEKOUEVN
madlatpikn NAIKIAKN opdada, ekdnhwvetal pe (aAn
Kal ouykom Katd tnv amdtoun alayry 8éong n v
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mapatetapévn opBootacia kal avayvwpiletal wg évag
mBavog mapdyovtag kivoélvou yla TNV egavion AY
otnv evijhiko {wi.

Kapdioyevric Suykormn

H ouykomm kapdloyevolg attioloyiag amoTelel Tnv
Mo cof3apr Lop@r CUYKOTITIKOU enelgodiou.Eival oma-
via oTov TASLaTPIKO MANBUCUOS Kal aQopd TTEPITIOU TO
4% twv madlwv e emeloddlo anwAElag cuveidbnong.
Opeiletal otnv oeia peiwon g kKapdlakig Mapoxnc,
mou odnyei og eykeAMIKN uTTOAPSELON Kal TENIKA o€
OUYKOTTH. AOMIKEG KAl AEITOUPYIKEG AVWIANIEG TNG KOp-
O14¢ Kal Slatapayég aywyldTnTag amoteAouV TI¢ KUPL-
€¢ opAdec mabriocewv mou Umopouv va odnyHoouV o€
KapSloyevr] GUYKOTTH, AvaKoT 1 akoun Kat aigpvidlo
Bavato'®. Ztov mivaka 3 avaypa@ovTal ol KUPIEG AITIEC
kapdloyevoug cuykomn¢ ota matdid'™ .
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niV(lK(lC 5. AIAXQPIZMOE SYTKOMTIKOY KAI ENIAHMTIKOY EMEISOAIOY

™Nnta, vautia, (AAn, aicOnua maApwy
(kapdloyevnc cuykomn!)

Juykomn EmMANNTIKOG OTTAGMOG
EKAUTIKOC Yuvnlwc vat: ZuanwS Xl ,
TTAPAYOVTAG * Mévog, ayxog, 0pbia Béon -Owrewd epediopata (Flash)

' ' -Alnvia

Juxva

-KapnBapia, okotodivn, 06 won
Mpodpopua 6paong, UTTOKW®N avtiAnyn AxwWV Kavéva n avpa (e1d1kn yia kabe acBevn)
CLUTTTWHATA -2nueia amé ANZ: e@idpwon, wxpo- -OmTIKn, 00@PENTIKN, dejavouz

O¢on maidlov

Kupiwc 6pBia

Onotadnmote

AnwAela ouveidnong, ouvRBwg yia

YuvnBwc peyalutepn Stapkela (UeTaly Aiywv

KOTIPAvVWV

Aapkea Aiya sec, pe ypriyopn amokataotacn | sec éwg 1-3 Aemtd)
YuvnOwg oTEPEDGTUTIO
YuvnBwe XaAapdG HUTKOG TOVOG ‘Evap&n KIvogwv TAUTOXPOVA LIE ATTWAELD
MaBoMoyIKEG KIVAOELG TTAPOHOLEG ouveidnong:
omaopwy, ouviBwg akoAdouBoulv -2 UYXPOVEC, PUOUIKEG, CUUMETPIKEC
, TNV MTwon -TOVIKEC, KAOVIKEC, MUOKAOVIKEC, AUTOMATIOMOI
Y nueoloyia o . ) . . :
) O tpavpatiopdc ival omaviog (KOTOTTOTIKEG, HOONTIKEG KIVAOELG, YAEIPIUO
enelcodiov . . .
(otadlakn eykatdotaon XEWV)
eneloodiov), av dryua tTng yYA\wooag -FevikeUPEVEG A EOTIOKES (NUIKOPLO)
ouvnBw¢ oTnV KopUYPn i 0TO Amouocia avtamokplong ota epebiopata
KEVTPO TNG O TpaupaTIoUOC gival cuxvoc. Av dryua
yAwooag, ouvnOwg oto TmAdL
, ) , >xebov mavta avolytoi (mpoonAwan,
O@Balpoi Yuxvd avolytoi CoEsoTzan)
Xpwpua §¢épuatog wxpPo Kuavo
AT B Ol MoAU omavia (oupa) Juxvi

Metdato emelcod1lo

AToUGCia CUPMTWHATWY UE TO TEPAG
Tou emelcodiov

JXETIKA AUEON AmOKATAOTAON
emmédou ouveidnong (oe secry 1-2
Aentd)

ZuvNnBwe UMApPyEL avauvnon NG
meplodou népLE Tou enelcodiou

Mapatetapévn mepiodog péxpt
amokatdotaong emmédou cuveidnong
(umvnAia, cuyxuon, ke@ahalyia), mapeon
Todd’s

H avamnvor cuvnBw¢ abid

ZuvnBwg Sev uTTAPXEL AvAvVNon Tou
eneloodiov 1 tng méPLE autou meplddou

H kAvikn mpoPoln evég kapSloyevoug CUYKOTITIKOU
enelcodiov Pmopei va gival mapopola Pe éva eMelco-
810 avTavaKAAOTIKNC CUYKOTING 1] 0pB00TATIKAC UTTO-
Taong ouvibwg opwg amouctalouv Ta mPoSpoua

OUUTITWHATA 1} OTAV UTTAPXOUV UTTOPE( va gival To ai-
0Onua maiuwv i mpokdpdio dalyocauéowc mptv. Katd
Kavova Ta emelcodla cupfaivouv Katd TRV Aoknon,
€VW, avaloya HE TNV artia, Omwe Y. 0To GUVSPOUO
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niVGKGC 6. KYPIA XAPAKTHPIZTIKA SYTKOTHE, ENIAHMTIKOY KAI WYXOrENOYS EMEISOAIOY

Tuykomnn EmMANNTIKOG OMAGHOG WYuyxoyevig cuyKonn
ExkAuTIKOG Zuvnefuc va! Zovidug OXE . . .
HAOAVOVTa * Tlévog, ayxog, *  OQuwtewvd gpebiopata JuvnBwg vat (Slapaxn)

pdy ¢ 6pBla Béon (Flash)

Mpdépopa ZAAn, e@idpwon Kavéva i avpa (e161kn yia .
CUUMTTWUATA AioOnpa maiuwv KABe acOevn) AR IBIL) GBI
©éon ‘Opbia Onoladnmote Yritia ) kablotr

‘Evapén petd tnv

arro’o)\elq ouveidnong Eva’pﬁn TGUTO?(pOVQ pE e T ST,

Aculyxpoveg, anwAela cuveidnong . .

QO UUUETPEC ZUYXPOVEG, PUBUIKEG gvrorion, ouxvotnTa,
Eido¢ kivhoewv . . ' . MAdQyLEG KIVAOELG KEPANAG

MUOKAOVIKEG KIVI\OEIG/ | OUMHETPLKEG KIVIOELG ) ) .

. . ; Kivioeig Aekdavng (pelvis
Tivaypata Tovikég, KAovikég,
. , , thrust)
Mikpou gUpoug, HMUOKAOVIKEG, QUTOMATICHOI)
MIkpNG Stdpkelag

>xebov mavta avolytoi

O@Bahpoi Yuxvd avolytoi Mpoorwan, BoABOGTEO®N >uvnBwc KAeloTol
Z(IL)TIKG onueia/ Bp([lGUKGpélG,I TG),(UKGpélG, Yl el
S6éppa uniétaon, wxpotTnTa Kudvwaon

Anu))\'aa ovpwv/ MoAU omnavia (ovpa) Juxvn 2mavia
Kompdavwv

Tpguuanouoc Oxt (onlawa otnv Uy (oo mhéi) ergvm (kopupn
YAwaooag Kopuon) YAwaooag)
Aldpkela < 1 \ento 1-3 Aemtd 3 N\emtd €wC WPEC

Metd to eneicodlo

Emavagopd o€ sec i
1-2 Aentd

MNMapatetapévn ouyxuaon,

Slatapayr optAiag, urmvnhia.

MdapeonTodd’s

Apyn emavagopd, cav
&onvnua ané vmnvo

niVGKGC 7. KPITHPIA TAZINOMHZHSE BPEOQN ME EMEIZOAIO BRUE

Bpépn xapnAou Kivéuvou Bpégpn upnlou Kivévvou
HAwia >60 nuEPWV <60 nuepwv
HAkia knong >32¢B6. N nAikia GUANYNG =45 €f36. SOZ AL [ A SO

<45 ¢Pd

Ap1Buo¢ emelcodiwv

‘Eva, pepovwpévo

MNeploocotepa amd 1,
unotpomdlovta r o€ clusters

KAWVIKN €&€taon

Adpkela <1 AentoU >1 AentoU
Avdv ano e§1deikevpévo .
nwn . ¢ H Oxt Nat

TIPOCWTTIKO
Avnouxntikd otolxeia amno to ,

nouxn XELA . Oxt Nau
QATOMIKO, OIKOYEVEIOKO I0TOPIKO
AvnNouxNTIKA evprinaTa Ao TNV )

nouvxn PN n Oxt Nat
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long-QT, pmopei va cupPouv kat pe epediopata 6Twe o
Suvatdg B0puPog, To TPOHAYHA 1) TO KOAUUTIL XTOIXEID
aTo TO I0TOPLKO KAl TNV KAWVIKN €€€Taon TTou UTTOSNAW-
vouv ouykori kapSloyevoUg aitiohoyiag eival Ta e€AC:

. Emelod610 katd Tnv doknon

. Emelo6610 o€ katakekAipévn Béon 1 otov UTIVO

. Eneicédio peta and duvatd B6pufo, éviovo
stress  Tpopaypa

. Amoucia TPOSPOUWY CUPMTWHATWY 1 éTav

UTTApXouV: aioBnua moApwv (QTepolylopa) 1 mévog
07O GTNOOC TIPLV TO EMEIGOSI0 CUYKOTING

. OETIKO  OIKOYEVEIOKO 1OTOPIKO  alpvidlou
Bavdtou (edika <30 etwv), appubuiwv (myx. long-
QTsyndrome), puokapdlonmddelag

. Maudi pe yvwoTo 10topikd kapSlomadelag

. AkouoTo Kapdlako uaonua i dAa maboloyt-
KA gupripata amod TNV KAVIKN e&€taon kapdiayyelakou

>Tov mivaka 4 avaypdgovtal Ta KUpta Sdtagopodia-
YVWOTIKA XAPOKTNPLOTIKA PeTa&V avTavakAAoTIKAG Kal
kapdSloyevoug ouykomnic. Maidi mou mapouoidlel ou-
YKOTITIKS emeloddlio (e101ka av oupfei katd ) Sidpkela
1 oto peaktng AokNong) Kat £xel BETIKO OIKOYEVEIAKO
1] ATOMIKS 10TOPIKO UTTEP KAPSIOAOYIKOU TIPOBAARATOC
1 maBoAoyikd evuprjpata amd tnv KAVIKA €€€taon tng
kapdide, Ba mpémel va mapaméumnetal o maidokapdlo-
Aoyo.

NEYPOAOTIKAAITIA

Ot veupOoAOYIKEG KATAOTACELG TTOU [iouvTal A TTpo-
Balouv pe emelcd610 MapodIKAC AMMWAELAC TNG CUVEL-
énon¢ ota naidig, To omoio AavOacuéva umopei va
EKANPOEl WG OUYKOTTIKO, €ival TTOIKIAEG KAl YTOPOUV
adpd va katnyoplomoinBolv og EMANTITIKEG KPIOELC,
AYYELOKA €TEIOOGSIA, Slatapaxég oTnv KUKAO®opia Tou
gykepalovwtiaiov vypol (ENY) kat dA\ha mio omdvia
aitia, omw¢ n katamAnéia - vapkoAnyia. Asdouévou-
OTIMOANUCUXVATA CUYKOTITIKA €meloddla ouvodevovtal
amd KIvNTIKA @AVOUEVA, N umoPia HIag emMANTITIKAC
Kpiong amote)lei kal To ouvnBéotepo aitio maparno-
MTTAG €VOC TAISI0U [IE GUYKOTIH OTOV TTAISOVEUPOAOYO.

EmAnmtikd eneio6bio
Mapoho 1Tou AITIOAOYIKA éva €MANTITIKO EMEICO-

810 oeiletal og evteAwE S1APOPETIKO PUNyaviopd am’
QUTOV TNG OUYKOTIAG, N KAWVIKA PeTa&y Toug Sidkpion

pmopei va gival SUokoAn. Ewg kat 5% Twv mePUTTWOEWY
OUYKOTIAG 0Ta TTadId PTTOPE( va XOPAKTNPIOTOUV Aav-
Baopéva wg emMANTTIKA Kpion'2.

O emANMTIKOG OTTACUOG O avTiBeon WE T OUYKO-
mm,anotelei éva «BeTikd» @avVOUEVO Kal o@eileTal
otV aipvidla, mapofuouikr, maboloyikry Siéyepon
TWV VEUPWVWY TOU gyKepdhou. H Béon tn¢ opadag
TWV VEUPWVWV TToU eKpopTifovtal Kal o Pabudc e€a-
TAWONG TNG EKPOPTIONG oToV eykéParo, kabopilouv
NV KAWVIKN €K@PaoN TwV omacuwy. ETol, o emAnmt-
KOG OTTaouOC pmopei va TpoAAel pe KIvNTIKA @aivo-
MEVA(TOVIKEG Kal KAOVIKEG ouoTIdoelg, cuvriBwe pubul-
KEG KAl €VTOVEC), JE au§npévo r) Xahapd HUikd TOVO, PE
aloONTIKA (OTTTIKE, AKOUOTIKA, 0O0@PNTIKA) Kal YPUXIKA
(@oOPoc, MaVIKOC, EVPOPIA)CUUTITWHATA, PE EKONAWGELS
amo 1o ANZ (taxukapdia, epidpwon), pe datapaxég
OTN CUMTTEPLPOPA Kal oTo emimedo cuveidbnong, oemol-
KiAou¢ cuvbuaopolC Twv avwTépw's. Ta emeloddia mou
KOTA KUPLo AOYO Cuyx€ovTal PE TA CUYKOTITIKA €ival Ol
VEVIKEUPEVEC EMANTITIKEC KPIOELC (TOVIKEC, KAOVIKEC, TO-
VIKOKAOVIKEG KOl ATOVIKEG), OTIC OTTOIEC N ATIWAELA TNG
ouveidnong ival katd kavova MARPNG.

O SloXWPIoUOC TNG EMANTITIKAG i} MN QUONG EMEL-
oobiwv anmwAelag ouveidnong Paciletal meplocodTEPO
OTNV MEPLYPAPr] TOUC Kal AYOTEPO O€ SlayVWOTIKEC
e€etaoelc. Eivat moAU onuavtikd va {ntnBsi amd toug
MApTUPEG, aANA Kat amo To iS1o To madi, étav gival du-
vatdv, AeMTOUEPNC TTEPLYPAPH TOU TIEPIOTATIKOU. H Ka-
Taypa@n o€ Bivteo péow KivnTou TNAEPWVOU 1 AAANG
OUOKEUNG amotelel e€alpeTikd XpAoIHo epyaleio yia
v amoca@ryvion tou eneicodiov. Ot akdAouBecTANn-
poopieceival oNUAVTIKEG:

. Xpovikn TormoBétnon tou enelcodiou (eypn-
yopaon 1 UTIVOG Kal O€ TTola Ao autou)
. ApaotnplotnTta apéows mptv tnv évapén tou

eneloodiov (matxvidl, oxoAeio, doknon, Toualéta, To-
AOwpn opBooTacia, KAAUA, TOVOC, TPAUMATIOHOC KATT)

. MNpoddpoua onueia  cupntwuata (aicbnua
{aAn¢, vautia, gpidpwon, aiocbnua maApwy, BoAwon
¢ 6paong, EPPOEC, WXPOTNTA, KUAVWON KATT)

. Meptypagn onuelohoyiag Tou enelcodiou (emi-
medo ouveidnong, KIVIOEICG, MUTKOC TOVOC, Béon opBa-
pwv, duvatdétnta opidiag kai dpBpwon, oleNdppola,
ATWAELQ OUPWV/ KOTIPAVWV)

. Aldpkela
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Xpovog/
dpaoctnpiotnta

MNpo6époua
CUUTTTWHATA

Awapkeia

Kwvnuika ¢awvopeva

”iV(lK(lC 8. STOIXEIA AMO TO ISTOPIKO KAI KATASTASEIS STIS OMOIES MAPAMEMIOYN

* 'YTIVOG - EMANTITIKO

* Aoknon - KapSloyevEg

* TPAUUATIOUOG KEQPANAG

* Mévoc A aioOnua maAuwy - Kapdloyevég

* Avonvola - avaguladia, kapSloyevég

» Kavéva - emAnmtikd

* YoBapn kepalahyia - ayyelakoé emeloodio, avénuévn ENM
* <1 min- cuykomn

* 2-3 min- eMANTTTIKO

* >5-10 min - Yuxoyeveg

* Hma - ouykomn

* 'Evtova - emANTTIKNA Kpion

* MetafalAdpeva - PUXOYEVES

* TPAUUATIONOC KATA TO eMEIOOSI0 - KAPSIOYEVEC, EMANTITIKO

Meta to emelcoSi0

Noipwén

G IL O * Juyyevic kapdlomabeia

* MetafoAikd voonuata

* Apeon emavag@opd - GUYKOTIN

* YnivnAia, oUyxuon - EMANTITIKO

* Muokapditida, evdokapditida, v Kawasaki

* Mnviyyitida, eykepahitida

* Neupoavamtuélakd mpofAruata - emAnyYia

* levetikd ocluVSpopa - kapdlomdBeleg, emAnYia

OIKOYEVELAKO
) * Kapdiom@deia, appubuisc, aipvidioc Bavato
IGTOPIKG P ppuBUIEC, aip q G
. Katdotaon tou maidiol apéows petd tn ANén KO Kal vonTiko eminedo, AEKTIKA €MIKOWVWVIa, TApou-

Tou emelcodiov (cuyxuon, umvnAia, aicOnua TaApWy,
SucapBpia, TpaupaATIONOC).

H AQPn AenmTOpEPOUC ATOUIKOU KAl OIKOYEVEIOKOU
IOTOPIKOU, PE éU@acn otnv umapén mPonyouuEVoU
TapOpolou emeloodiou, O€ TIPOUTIAPXOUOEC VEUPOO-
vantulakég Slatapayég, Xpovia mpoAruaTa vysiag
OeTIKO OIKOYEVEIAKO IOTOPLKO Yia emANYia ) kapdilakd
voonuata kat aipvidioug Bavdrtouc, umopei va Kateu-
Buvel mpocg kamola Siayvwon.

Téhog, av kal ta meplocotepa madld €xouv ndn
EMOTPEPEL OTNV TIPONYOULIEVN (PUOIOAOYIKH] TOUG
Kataotaon 4tav @TAavouv oTo Ylatpd, pémel va e€e-
talovtal 61e€0dIkA. H AemTOPEPAC QVTIKEIMEVIKA Kal
VEUPOAOYIKK] £EETAON TIPOCPEPOUV ONUAVTIKEG TIANPO-
Popiec. AucpoPPIKA XaPAKTNPIOTIKE, KNAIOEG 1y atpay-
Yelwpata d€puatog, onEid TPAUUATIOUOU, HAKPO- 1
MIKpoKe@aAia, emimedo ouveidnong, veupoavamntuéla-
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ola €0TIaKNC VEUPOAOYIKAG onpeloloyiag (.. Tapeon,
ataéia, SucapBpia), akpdaon kapdIdg, EAeyXog KUKAO-
(POPIKOU KAl AVATIVEUCTIKOU CUCTHUATOG, AEYXOG YId
onueia unviyylopou, e€étacn oeBaiuwy Kat BubBooko-
TINoN €ival Kamota amo ta Bacikd onueia Tng e€étaonc.
H olokAnpwpévn TPooéyylon OAwvV TwV Tapandavw
TIOAPAUETPWY gival TTOMEC POPEC APKETH Kal IKavh va
Slaywpioel TNV EMANTITIKA 1 KN @UOoN VoG enelcodiou
anwAe&lag ouveidnonc. Mevikd, eVOEIKTIKA onueia umép
€VOG emANTTIKOU emelcodiou ivat:

. O oTepedTUTIOC XaPAKTPAC (O€ emavalapfa-
voueva eneloodia)

. H aipvidia évapén, xwpig kamolo mpoddpopo
OUUNTTWUA

. H évapén twv KIvnTIKWV eKONAWOEWV TAUTS-
Xpova 1| Kal TTpv TN anwAela cuveidnong

. Ot KIVACELG gival ouvnBw¢ évtoveg pUBUIKEG N
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niV(lK(]C 9 2TOIXEIA AMO THN KAINIKH EZETAXZH KAI KATAXTAZEIZ >TIZ OMOIEX MAPATIEMIMOYN
* AppuBuia
KapSiayysiako * ®uonua, Hyol Tp1rg
ouocTnua * Ynétaon / uméptaon
* MaBoloyikd eupripata HKM
* Enmnpeaocpévo enimedo cuveidnong
Neupiké cooTnHa . Eoann cr) uslo)\oyla (mépeon, acguusrpla TIPOCWTTOU)
* Ataéia, Tpopog, KABeTOC VUOTAYUOC
* AuvoapBpia
* YmopehavwTikég KNAideg -TSC (appuBuieg, emAnyia,udpoképaloc)
Aéppa * Cafeaulait knAideg — NF1 (emAnyia, udpoképaloc)
* E€avOnua (unviyyitida)
. * YOpoképahog
ll;l:p::;:e"rpoc * levetikd oUvdpopa (emAnyia, kapdlomdBeia)
Paine * Juyyeveic hotpwéelg (emAnyia, kapdiomabela)
S WHATOMETPIKA ) METGB(?NK,O voonHda
oTolxeia - Bpéyn * [eveTIkO voonua
* Neupoyeviic avopeia
Avopop@ika * Juyyevic kapdiomadeta (Noonan, Williams, Down, Prader-Willi)
oTolxeia * EmAnyia (Rett, Down, Angelman)

n mtwon oo £€8agocg e€alpeTika aipvidia

. H mapouacia peTakpioikig mepiddou (umvnAia,
ovuyxuon) Tipv To Taidi EMOTPEYPEL TNV TTIPONYOUUEVN
TOU KatdoTtaon

. H napoucia mdpeong (mapeon Todd's) ri du-
ocapBpiag / apaociag ekmoumnng AOyou UETA TO TIEPAG
Tou enelcodiou

. H mapoucia umokeipevou veupoAoyikoU uro-
otpwpatog (mmx maudid pe veupoavamntuélakég Slatapa-
XEC, CUVOPOIKA XOPAKTNPIOTIKA, VONTIKN UOTEPNON)

ATo TNV AAAN PEPL, OTOolXElD OTTIWG N TTapouasia ma-
patetapévwy enelcodiwv oe épnpeg, e dlakvuavon
oTo emimedo eypryopong Kat eVOANAYEC OTIC KIVNTIKEC
eKONAWOELG, KATeEUBUVOUV TIPOG €va YPUXOYEVEC AEl-
TOUPYIKO €TEICOBI0, VW OANAYEC OTO XpwHa Tou Sép-
patog, mou mponyouvTal TnG amwAELag ouveidnong Kal
TWV KIVNTIKWV QAIVOUEVWY UITOopEl va urmodnAwvouv
OUYKOTIA Kal Oxl EMANTTIKG omaopd. Xtolxeia and 1o
10TOPIKO Kal TNV KAWVIKN €€€Tacn mou onBoulv oto bia-
XWPIOUO PETAED EMANTITIKOU KAl OUYKOTITIKOU ETIEICO-
Siov avaypdgovtal otov Tivaka 5™,

YYXOrENH3 > YTKOMH

Q¢ Yuxoyeviig ouykorm 1j Yeudoouykomr opiletal
TO TTAPOSIKO EMEICOSIO PAIVOUEVIKNG ANNAYNC TOU ETTI-
méSou oLVEIBNONC Kal TNG CUUTEPIPOPAC, UE cuVodd
KIVNTIKA @AIVOUEVQ, TTOU MOLAlEL e aVTAVAKAAOTIKN
OUYKOTIH, OHWG eV UTTAPYXEL TIPAYUATIKA AMWAELD TNG
ouveidnong ATUTTIKA CNUEIa CUYKOTING, OTIWG UTTOTAON
n/kai Bpadukapdia.AviiKel 0TO PACHA TWV AEITOUPYI-
KWV VEUPOAOYIKWV SlaTapayWV Kal CUYKEKPIUEVA OTIG
Awtapayxéc Metatpommc. To unofabpo eival katd Ka-
véva Yuxoloyiko. Houyxvétnractanaidlakupaiveral-
niepimovoto 4%'"°. H Yuxoyeving ouykomn potpddletal
OPKETA KOIVA XOPOKTNPIOTIKA ME TIG PN-EMANTITIKEG
YUXOVEVEIC Kpioelg, 6Tou n TpwTtn opoldlel meploood-
TEPO ME OUYKOTA Kal N SeUTEPN HE EMANTITIKA Kpion
(emKpaToLV ol KIVNTIKEG EKSNAWOELS), Kal Ba prmopou-
0€ KATIOIOG Va TIEL TTWE OUGCLACTIKA TIPOKELTaAl Yia SUo
EKPPATEIC HIag KOG ovtdTnTag, 6mou To unéBabpo
gival Yuyoloyiko. MoAAd dtopa pmopei va mapouasid-
Couv kal Ta dvo €idn kpioewv®.

YUPPWVA PE To oUOTNUA TAEIVOUNOoNG TwV YPUXLIOTPL-
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KWV voonuAatwvDSM-5, o€ TOAEG PUXIATPIKEG OVTOTN-
TeC epavifovtal cupntwuata 6mwc (aAn, kapnPapia,
anwAela NG ouveidbnong. Metafy autwv, ovtdTnTeg
oV €Xouv ouvOEeDE( e emelcOdIa ATWAEIAG CLVEIDN-
ong eival n Alatapayn ZWHATOUETATPOTIAG, TO CUVOPO-
poMunchausen’s, n Kata®hpn, n diatapayr mavikou,
n datapayn tng MNpoomnoinong k.a.. Emiong, Yuxoloyi-
KEC eMPBAPUVTIKEG KATAOTACEIC yia éva Taidi, 01w To
ayxoc, n oxoAkn @ofia, To Bullying, n kakomoinon k.d.
pImopoUV va amoteholv TPodlabeoIKoUg TTAPAYOVTEC
yla TV ekOAAWGoN PUXOoYEVWY KPIoEWV.

H S1dkplon piag Yuyxoyevolg Kpiong amod Tn CUYKOTTH
givar SUOKOAN. Méxpt kat 50% Twv TTEPIMTWOEWVPEU-
S00UYKOTG, apxIKa pmopei va SlayvwoTtouv AavOa-
OMéVa WG aVTAVOKAAOTIKN cuykorh. ‘Otav opwe Tebei
N owoTr S1dyvwon, auTo Kal HOVo CUUBAAEL oNUAVTIKA
otn peiwon Twy emelcodiwv. Ta KUPLa eVOEIKTIKA KAWVI-
KA onueia umép Yuyoyevoug Kpiong gival:

. Apyny évapén kal PETABAAOUEVEC KIVIOEIC
(stop-and-go). Bialeg, amotopeg, APPUOUES KIVAOELS,
ATTOTOWEG KIVIOELG TTUEAOU

. EAeyxopevn mtwon oTo £6a¢og

. 2uvNOwC KAELOTA HdTLa, TTou avoiyouv SUOKO-
\a

. Anouocia taxukapdiag, Bpadukapdiag, umdta-
ong (ouxva 1T A

. Xwpig wxpdtnTa n Kuavwon

. 2UXVA UTTEPOEPIOUOG

. MeydAng didpkelag emelcodia (Ewg Kal WPEC)

. JuvnBwg Mol ocuxvd emelcddia, TOANATAG

akéua kal Ty idla pépa

Ta kUpla xapaktnpeloTika ou Bonbouv otn Siago-
podiayvwon HETa&l PuxoyevoUc, CUYKOTITIKOU Kal ETTL-
ANmTikoU emelcodiou avaypa@ovTal oTov TivaKa 6.

Inavia aitia

Eneio6d1a kpatuatog avanvorg

Emeloddia kpatrpatog avamvorg pe cuvodo anw-
Aela ouveidnong oupPaivouv oe mepimou 5% Twv
Bpepwv Kal pIKpwv maldiwy, nAIKiag 6 unvwv éwg 4
- 6 €Twv. OUCIAOTIKA €ival CUYKOTITIKA €MELCOBIA Kal
opeidovtal og datapayr TnG pLBUIoNG Tou AN, Tou
@aiveTal va KANPOVOLEITAL UE TOV EMKPATNTIKO AUTO-
OWMATIKO TPOMo He atelr] dieloduTtikotnTa. Mepimou
20%-30% TWV YOVIWV CUUTITWHATIKWV Taldiwy, ava-
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Pépouv mmapouola emelcddia otnv maidikr Toug NAIKia.
H odnpomevikn avaipia €xel emiong OUOXETIOTEL YE
avénuévn ouxvotnta eneloodiwv KPATHUATOC ava-
nvonc.Ta emelcodia amotehovv akolola avtidpaon og
kamolo duodpeoto gpéBiopa. Katd kavova, emeicddia
Kpatrpatog avanvong 6e cupfaivouv oTté PeTd TNV
nAkia Twv 8 etwv. O 6p0o¢ KPATNHUA AVATIVONC ATTOTENEI
AekTIK] avakpifela, kabwg n Slakomn TG avamvonc
oupPaivel oUCIAOTIKA KATA TNV €KTVOH. YTTapxouv SUo
TUTTOL KPOTHMATOG AVATIVONG: O WXPOG KAl O KUAVWTI-
KOG TUTTOG, TTOV €ival Kal 0 CUXVOTEPOC'®.

KuavwTtikd emeioddia: TuviBelg ekAutikoi mapdyo-
VTEG €ival 0 Bupog, o movog, To dyxog i 0 eofiog. H kua-
vwon eugaviletal ypriyopa Kal akohouBeital cuvToua
amo aduvapia kat anwAela cuveidnonc. To KAAua prmo-
PEl va unv ep@avioTei kav o enelcddla Tou TTPoKa-
AouvTtal amo mévo, evw ouxvd cuveyiletal kal HETA TNV
avdaktnon twv alotnoswv. Ta enelcdSlapeyallTePNC
Slapkelac cuvodevovtal amd ariayr) OTov PUIKO Tévo
Kal TPOHWAEIC KIVAOEIC AKPWYV Kal Kopuou. Ot opBal-
poi ocuvnBw¢ mMpoonAwvovtal TPog Ta TAvw. Zmavia
MITOpPEi va eKONAWVOVTAL YEVIKEUEVOL TOVIKOKAOVIKOI
onacpoi A B€oelg amo@Aoiwong Kal ameyKeQAAIGHOU.
Metd and pikpd enelcodio, to maidi emoTpéel oL-
VTOHd OTNV MPOTEPN SpaoThpla €IKOVA TOU, EVW Ot-
peyaAUTtepng Sidpkelag, ouvnbwe akolouBei Umvoc.H
XPOVIKA] akohouBia Tng Kudvwong tng Amvolag Kalt
™G anmwAelag ouveidnong sival kaBoploTikn yia ™ Si-
dyvwon. Ta KuavwTikd emeloddila cuyxéovtal eUKoAa
ME omacpouc. Xtn Slagopikh Sidyvwon peTall twv
600 onUavTIKG poAo mailouv n avalTnon EKAUTIKWY
TTAPAYOVTWY, N ATTOUCIa AVaTIVORG, TO XPWHA TOU TIPO-
OWTToU Kal N UTTapén BETIKOU OIKOYEVEIOKOU IGTOPIKOU.

Qxpad emelcodia: To eKAUTIKS aiTtio givatl cuvnBwe éva
enwduvo, algvidlo epéBiopa, OTWE TO XTUMNUA TNG Ke-
@ainc. To maudi omdvia KAaiel - ouvrBwc yivetal aué-
OWG WXPO, UTTOTOVIKOS KAl XAVEL TIG AlOO OEIC TOUAPKETA
SEUTEPOAETTA OPYOTEPQ, LE ATTOTEAECHA N CUCYETION
Twv 600 yeyovoTwvva Un yivetal mavta. MeTd Tnv apxl-
KA UTTOTOViQ, UTTOPEL EPPAVIOTOUV TOVIKI) CUCTIOON KAl
KAOVIKEC KIVAOELG TWV AKpwV. OTTw¢ KAl 0TA KUAVWTIKA
€NELO6O1a, Ol KIVAOEIC AUTEC OpEINOVTAL OTNV EVEPYO-
moinon tou oteAéxouc (brainstemreleasephenomenon)
Kat éx1 og emMANTTIKN SpactnpidtnTa. Ta wxpd emelco-
Sla eival w¢ emi Tw TAEIOTW TPOMAKTIKA KAl Ol YOVEIC
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mMoTeVoLV Nwe To madi Toug gival vekpd. H Sidpkela
eivat Suokoho va mpoadloploTei (cuvnBwe <1 AemTou),
AOYw Tou TTavIKoU 1Tou PBlwvel o pdptupac. Me tn Anén
Tou emeloobiou, To madi cuvBwc Kolpdtal Kat EuTvael
améAuTa QUOIOAOYIKO. Ta wXPA CUYKOTITIKA Melcodia
amodidovtal og avtavakAAoTIK acuoToAia Kal Bpa-
Sukapdia kat xelpiopoi Valsalva (m.x. mieon o@Oaiui-
KWV BoABwv), SuvnTikd umopouv va Ta TPOKAAECOUV.

Too0 yla Ta KuavwTikd 600 Kal Yo Ta wXPd OUYKOTTTL-
Ka emeloodia, Sev umapyel 101K €€taon mou va M-
BeBawwvel Tn diayvwon. H kOpta diagoptkl Sidyvwon
TePINAUBAVEL TIC EMANTITIKEG KPIOEIC Kal TNV Kapdloye-
vij ouykom, 16{w¢ OTNV TIEPITTTWON TWV WXPWV ETTIELCO-
Siwv'. H umapén ekAutikoL mapdyovta (m.x. Tpauuati-
OMOG KEPANAG, KAAUA KATT) e emakoAouBn aAayr) Tou
XPWHATOC €ival TUTTIKA 0Ta €MElodS1a KPATAMATOC ava-
TIVONG, OX1 OUWE MLOG EMANTITIKACKPIONG.ZTIC SUOKOAEG
MEPIMTWOEIC, N Olevépyela Bivieo-nAekTpoeyKepalo-
YPAQIKAG Kataypagrig eivat xpriotun.EAeyxoq pe yevikr
aipatog katl pétpnon Qeppitivng opou, yia evoexOuevn
o1dnpomevikA avaipia, emiong cuoTtrivovtal TEAo¢, ota
WYXPA CUYKOTITIKA ETEICOSI0, CUCTAVETAL KAl EKTINON
ané matdokapSiohdyo.

H mpdyvwoneival dplotn Kat n veupoavamtuén @u-
OloAoYIKN. TO onuavTIKOTEPO OTn Slaxeiplon TéTolwv
eneloodiwv €ival o KaBnouxaouodg Kal n evnuépwon
TWV YOVEWVYIA TOUG OWOTOUC XEIPIOMOUG. H cuumAn-
PWHATIKA Xopriynon o1éripou o€ oldnPomeVIKN aval-
pia, @aivetar va pewwvel Tn ouxvotnta gpPAviong
eneloodiwv KpatApatog avamnvonc. To 6@elog and
xopnynon odnpou oe maidid mou Sev €xouv avaiplia,
Oev €xel ca@we peNeTNOei. Y& TOAD OTIAVIEG TTEPITTW-
OEIC TIAPATETANEVWV,WXPWY EMEICOSIWV KPATHMATOG
avarmvonc, mou cuvéudlovtal e emelcodia ocofapng
Bpadukapdiag i acuoTtohiag, n atporivi Kal n Tomodé-
™non Bnpatoddtn £xouv xpnaotpomnolndei, TpoKeIuéVoU
va PElwBEe n ouxvéTnTa TWV EMelcodiwv.

Eneloodia BRUE o€ 3pé

H Bpe@ikn nAikia xapaktnpiletal and paydaieg dia-
SlKaoieg wpinavong T000 o€ CWUATIKO OO0 KAl O€ VEU-
pavantulako eminedo. MNoikha avopevalauavouv
Xwpa o’ autrh TNV NAIKia, €iTE WG PUOLIOAOYIKEG TTAPOA-
Aayéc ¢ wpipavong eite w¢ maBoAoyIKEC EKONAWOELC
Slapopwv voonuatwv. MoMda éxouv MApofUoUIKO

XOPOKTAPA KAl CUXVA avNOUXOUV TOUG YOVEIG, Tou
ameuBuvovtal otov madiatpo avalnTwvtag amavTn-
on. AN\oteg, pmopei va mpofBdlouv wg alpvidia, pepo-
VWEéva ouufBdapata aAayng r amwAELAG Tou eMTESou
ouveidnong, ue blaitepa BopuPwdn KAWVIKA €lKOVA.
Ta TteAeutaia,mou maAkaidtepa avagépovtav otn Pi-
BAloypagia pe Tov eupl 6po ALTE (ApparentLifeThrea
teningEvents), mMAéov -CUP@WVA HE TIC KATEVOUVTNPLEG
obnyiec ¢ Apepikavikng Naidiatpikng Etaipiag (AAP)
Tou 2016 - €xouv avTIKATAOTAOEl amd Tov o capn
6po BRUE (BriefResolvedUnexplainedEvents - cUvtouo
mapodiké avefriynto cuuPav)'®. Q¢ BRUE opiletal o
eMEI06010 0€ BPEPOC HIKPOTEPO TOU EVOC £TOUC, KATA
n S1APKELA TOU OTTOI0V O MAPATNPENTAC AVAPEPEL éva
alpvidlo, cuvtoung Sidpkelag (<1 Aemtou) yeyovog, To
ormoio AUOnkKe kal mepleAduPave TouhdyloTov éva amo
Ta €€N¢: a) Kudvwon A wxeoTnTa, B) amovoq, YElwpévn
1 dppubun avamvor, y) ONUAVTIKA METABOAR TOU pu-
KoU Tévou (umepTtovia 1} umotovia) kal §) emnpeacé-
vo eminedo ouveidbnonc. Onwg emonuaiveTal Kal otnv
opoloyia Tou, 1o enelcodio BRUE, eival pia Sidyvwon
€€ amokAelopoL o€ éva, Katd ta AAAag, LyEg Bpépod.
Mpwv tebei n didyvwon BRUE, maBoAoyikég KATAGTACELG
Tou pmopei va mpofdhouv e TéTola €IKOVA, TTPETTEL va
ATMOKAEIGTOUV. AUTEC APOPOUV TTPOPBARHATA AVATIVEU-
OTIKOU, AoIHwEEIC, TPOPAAUIATA YOOTPEVTEPIKOU, YEVE-
TIKEG Kal LETABOAIKEG KOTAOTATELS, VEUPOAOYIKA TTpO-
BAnpata, KaBwe Kal TPAUHATIKA AiTIa, ATUXNMATIKA N
un (kakomoinon).

Ta Bpépn pe eneloodio BRUEkatatdooovtal o€ xa-
UNnAoL 1fj uPnAoL KivéUVoU yla TNV UTaPEN UTTOKEIE-
vn¢ attiag e Bdon tv nAikia Toug, TNV nAikia KUNONC
(MPowPOTNTA), TO ATOMIKO KAl OIKOYEVEIOKO 10TOPIKO
(M.X. OITIOTIKA TTPOBAAMATA, OIKOY. IOTOPIKO AlPVidiou
Bavatou, appubuIwY), TNV KAIVIKA e€€Taon, Tn Sidpkela
Kal Tov aptBpo Twv enelcodiwv Kat TNV avaykn xpriong
TEXVIKWV avavnyng. Av kal otnv apxikr dnpoocisuon
ouunephauPBdvovtav kpitripla Katdtaéng Kal Kateu-
BuvTrpleg CUOTATEIC HOVO YId TA XAUNAOU KivOUvou
Bpépn, 10 2019 n AAPuE véa dnuociguon MPOTEIVE KPL-
Tipla taivounong kat miaicto Slaxegipiong Kal yla ta
Bpépn vyniou kivduvou™. H ev AMoyw katdtaén ava-
ypdpeTal oTov mivaka 7.

Me Bdon 1ig 0dnyieg Siaxeipiong amd tnv AAP yia ta
Bpépn xaunhou kivbuvou Sev evBappuveTal n El0ayw-
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yn 0To voookopeio, n Sievépyela e€etdocwy i N anel-
KOVION, aAAA N Bpaxeia KAVIKA TapakoAolBnon kai/ry
n Sievépyela nhektpokapdioypagnuatog (HKT).

AvTiBeTa, yia ta Bpépn uPniou Kivdivou cuoThveTal
nepartépw Slepelivnon €ite e el0aywyr 0TO VOOOKO-
peio gite Ox1. H apxikr mpooéyylon mepthapBdvel pakpo-
xpovn ofupetpia, KAVIKA mapakoAouBnon yia mbavry
EMAVEPPAVION €MELCOSIOU Kal KAAUTEPN aTTOCAPRVION
autoy, afloAdynon oitiong Kal Katdmoong, cuvdeon pe
v Kotvwvikn Yrinpeaoia kat avtioTolxog éAeyxog (aKTi-
VOYPAQIEC, amelkovion, BuBooKATTNGN) OTIC TIEPITTTWOELG
o TiBeTal uoyia kakomoinong. XuoTrvovTal emiong n
Sievépyela HKT, epyaotnplakol eAéyxou (yevikn aipa-
ToC, YAUKO(N, Q€PLo QipaTOC KAl METPNON YOAOKTIKOU,
LOAOYIKOG €NEYXOC QVATIVEUOTIKOU). XTIG TIEPITTWOEIG-
moubevdoBei e€riynon, cuoTrveTal TAPAOVE OTO VOOO-
KOMEIO KAl TIEPAITEPW EAEYXOC, AVAAOYWC TwV eVOEi§ewv
Kall TG KAWVIKAC TTOPEiag Tou Bpépoud.

A&ilel va onuelwBel T, n epapuoyn Twv Kpitnpiwv
BRUE yia ™ Sidyvwon coPapwv umokeipgevwy voon-
pdtwy, @aivetal olyd otyd va amoktd Baputnta. Zou-
PWva e pia mpdoeatn avadpopikh MEAETN KOOPTAG,
<5% twv Bpepwv e enelcddio BRUE katéAnéav pe pia
ooBapn didyvwon. H epapuoyr Twv Kpitnpiwv Katd-
taéng og xapnAou kat uPniou kivduvou Bpépn €deiée
apvNTIKA TTPOYVWOTIKA a&ia 90% kai OeTikr 23%°.

MNPOXEITIXH MAIAIOY ME EMEIZOAIO AMQAEIAY
2YNEIAHYHY

H Sopnpévn mpooéyylon evég madlol e emelcd-
810 anwAelag ouveidnong cuviotatal otnv AemTouEPn
AAYPN TOU ATOMIKOU Kal OIKOYEVEIAKOU I0TOPIKOU, OTh
Aemtopepn TEPLypA®ry Tou enelcodiou, cuTEPINALL-
Bavouévwy Twv ouVOENKWY APECWE TTPLV, TWV CUUTTTW-
patwy, NG S1dpKelag Kat TNG Katdotaong Tou maidlol
AUECWC HETE, KABWC Kal oTnV MAPN QUOIKA €&€taon,
n omoia 6a cuumephapBavel kat Tn pétpnon {WTKwv
onueiwv (AN og vt/ KABIOTA Kal 6pbla Béon, oPu-
Eelq). Emiong, n Sievépyela HKI ouotrvetal og 6ha ta
nmaudla pe emelcodlo anwlelag ouveidbnong. ‘Otav Ta
mapandvw yivouv owaoTd, apkouv yia t Sidyvwon oTo
50% Twv TEPIMTWOEWV. XTIG TTIEPITTWOELG TTOU TTAPa-
HEVOUV aCAQEIG 1) UTTAPXOUV OTOIXEID EVOEIKTIKA UTIEP
Kamolag katdotaongc, Ba mpémnel va akohouBei maparmo-
prT otov €181ko latpd, o omoiog Ba kabopioel Tnv me-
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paitépw Siepevivnon.

Baoikd péAnua otnv MPocéyylon Twv TSIV UE
EMEIOOSI0 AMMWAELAG CUVEIONONG ATTOTEAE N avayvw-
plon KapSIoAOYIKWV altiwy, Tou SuvnTIKA Umopsi va
givat amel\nTtikég yla tn {wrj, aAAd kal coPapwv veu-
POAOYIKWV 1 AWV KATACTACEWY, OTTWG N emANYia,
mou xpri{ouv €l8IKA¢ aVTIHETWMIONG. ZTolXEla amd 1o
IOTOPIKO KAl TNV KAIVIKN €E£TAON, EVOEIKTIKA VIO TETOIEC
KATAOTACELG avaypapovTal 0TOUG TIIVOKEG 8 Kal 9.

Epyaotnplakdg ENeyXOG CUCTAVETAL OTIC TIEPITTTWOEL
TTOU TIOPATIEUTIOUV OE OPYAVIKA aiTla, OTIwG N oldnpo-
TIEVIKN] avallia oTa eMelcodla KpATHHATOS avVATTVONC.
Avaloya Aoimév pe Tig evoeielg, oTic faoikég e€eTdoelg
mephapBavovtat: yevikiy €€étaocn aipatog, @eppITi-
vn, BloxnUkOG EAeyxoC (VEQPIKN, NTTATIKN A&ltoupyia,
NAEKTPOAUTEC), €Aeyxo¢ OupeoelSIKNG A&lToupyiag,
METABOMKOC ENeyxOC (a€plo aipatog, aupwvia, apvé-
YPAUMA, YOAAKTIKO 0€V), To€lkoAoyIkéG e€eTAOEIC Kal
€Neyxog hoipwéng.

O amelkovioTIKOG ENeyXo¢ Slevepyeital EEATOUIKEUUE-
va kat eaptdratl anmo Tig evOEielc TTOU £X0UV TTPOKUWYEL
aro TO L10TOPLKO Kal TNV KAIVIKA €€€taon. Yriepnyoypa-
@nua kapdidg ouotrvetal ota maldid mov, ite amod TNV
e€€taon eite amd 1o HKI, mpokuntouv otolxeia umép
SOoUIKWV avwPOMWVY. OaKTIVOAOYIKOG EAEYXOG UTTOPET
VA CUVEIOPEPEL OTIC UTTOTITEG TIEPITITWOELG V1A KAKWON
MUOOCKEAETIKOU, Yla Kakomoinon, yia Aoipwén avarmveu-
OTIKOU (umopei va ouva&lohoynBei kat o kapdiobwpa-
KIKOG SeikTnE). H ameikdvion Tou VEUPIKOU GUCTHATOG
pE aoviKn i HayvNTIKN Topoypagia Katd kavova dev
TIPOOPEPEL OTNV APXIKH SIAYVWOTIKN TIPOCEYYION EVOG
OUYKOTITIKOU €MEIc0diov. JUCTAVETAL HOVO OTIC TTEPL-
TITWOELG TTOU €(TE amd TO IOTOPIKO EiTe amo TNV e€éta-
on (e0TIOKr VEUPOAOYIKA ONUEIONOYia, EMNPEACUEVO
enimedo ouveidnong, otolxeia umép avénuévng evdo-
Kpaviag mieonc) TiBetat ummoYia Sopikrg véokpdviag
BAABNC N emAnyiac.

AMeC TeploodTEPO €16EIKEVPEVECEEETATEIC, OTTWC
TO TEOT avakAlvopevng Tpdamelac (tilttest), n TomoBOé-
tnon HolterpuBuou / mieong Kal To NAEKTPOEYKEPA-
Aoypda@nua, yivovtal oTI¢ ATUTTEC TIEPITITWOELG TTOU
O¢ev éxel TeBei Sldyvwaon, e1dikd 6Tav Ta emelcodia &i-
val ouxvd, o’ autég mou Sev €xouv avtamokplOei oTig
BepaneuTikéC mapeuPaocsickal BERala OTIC MEPITTTW-
OE€IC TTIOU TTAPATIEUTIOUV OE GUYKEKPIUEVN maboAoyia,
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onwc ot appuBpiec f n emAnyia. Eldika yia o tilttest,
n Slevépyela Tou omoiou dev eivatl eUkoAn ota maidid
(EMewpn ouvepyaociag, Tahamwpia, 4wpn vnoteia),
n SlayvwoTikn Tou aia Bewpeital ano moANoUG ap-
@iBoAn. ZuoTtrivetal ota ATUTIA EMEICOSIA OUYKOTING,
oTa MOANATIAA €MelodBIa Kal G’ AUTA TTOU ETTIEVOLY,
TAapPdA TNV THPNON TWV 1N @APHUAKOAOYIKWV 0dNylWV
mpdANYNG. MapoAo mou éxel xapunAr €Tk mpoyvw-
otk aia ota maidia (ouxvd Peudwg OeTIkO, oma-
vIoTEPA PEUSWE APVNTIKO), £va BETIKO amoTéAeoua
umopei va kabnouyxdoel ylatpd Kal yoveig, agou
ouufdAiel otn Slayvwaon, evw Tautoxpova, n idla n
Stadikacia pmopei va Aeltoupyrost ekmaldeuTika yia
To maidi. Emiong, umopei va givat xprioigo oTig mept-
TITWOELG TWV PUXOYEVWV €MEICOSIWY, AQoU PECW TNG

KATaAypa@nig Twv mapapétpwy tou (opueic, HKI, Al)
AMOTUTIWVETAL N 0TABEPATNTA TTOU AVAUEVETAL OE Té-
Tola emelcodia.

Tupnépacua

Ta enelcd6dia mapodikAS amwAelag ouveidbnong ei-
val ouxvd ota maidid. Xtnv mAEOYPNQia Toug agopouLV
KOAONDOEIC KATAOTACEIG, OTIWG N AVTAVAKAAOTIKY| OU-
ykom. H avayvwplon tng artiag amotelei To mo on-
MavTIKO Bripa yia T owoTtn Siaxeipion. Baoiko poio o
auTo mailet N Sounuévn ArjPn 1I0TOPIKOU Kat n MARPENG,
Aentopepng KAWVIKN e€€taon. H Sievépyela mapakAvi-
KOU €AEyxOU Kal n apanoprr o€ e€eI8IKEVPEVO 1aTPO
yivetal eATOMIKEUUEVA OTIC TIEPUTTWOELG TTOU TIOPATTE-
umouv o€ maBoloyikd opyavikd aitia. |

ABSTRACT

Transient loss of consciousness (TLOC) is com-
mon in children. 15-35% of children and ado-
lescents will present with at least one episode
of TLOC, with female teenagers accounting for
the highest percentage. Although neurally me-
diated syncope is the most common cause of
TLOC, other more serious causes, such as cardiac
syncope or epileptic seizures must be taken into
consideration. TLOC episodes may be of trau-
matic or non-traumatic origin. Neurally mediat-
ed syncope, seizures, psychogenic episodes and
other rare causes such as breath-holding spells
or loss of consciousness due to intracranial tum-
ors belong to the non-traumatic causes of TLOC.

Transient loss of consciousness in children

Melpomeni Giorgi
Pediatrician Consultant in Ped. Neurology 3rd Dept of Pediatrics University of Athens
"Attikon" University Hospital

A structured approach to the child with a TLOC,
which includes a detailed personal and family
history-taking, followed by a thorough physical
examination, leads to the identification of the un-
derlying causein most cases. Detailed assessment
ofcardiac, neurological andpsychosocial statusare
of great importance during the initial approach.
A TLOC episode canbe understandably worrying
to parents and cause a diagnostic dilemma to
the investigating physician. The mainstay of the
correct management in these cases are firstly to
establish the correct diagnosis and secondly to
educate caregivers and the child himself about
the condition .

KEY WORDS: loss of consciousness, syncope, seizure, psychogenic syncope, cardiac syncope
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Aeppatikéc Knhideg. Mote (nrdpe
ektipnon amo NaidovevpoAdyo;

EAeuBepia KOKKIvou

Akadnuaikn Ymotpogoc NMaidiatpikric Neupoloyiag, Eidikry Movada Maidoveupoloyiag, A’ Maidiatpikr KAvikn
Mavemotnuiov ABnvwy, Mevikd Noookopeio Maidwv ABnvwv «H Ayia Zogia»

To &épua gival To eyahlTePO GPyavo Tou avlpw-
TIVOU OWUATOC UE TIOIKIAEG AElToupyieg kal, Tou
Oxl oTavia, ol SIAPoPEC eKONAWOEIC 0 auTd Sev
TpoépxovTal uovo amd To (d1o To dpyavo, aANd Kalt
and dAAa 6pyava, HETALY TwV OTTOIWY TO VEUPIKO
ocvoTtnua. Kaveig Ba todpgovoe va et 0TI 1o Sépua
«KaBPEPTICel» TOV €YKEPAND, YEYOVOC TTOU BpioKel

[TEPIAHWH

EQAPUOYH OTA VEUPOOEPUATIKA vooruata (ma-
AUOTEPA YWWOTA WG PAKWUATWOELS). Ta To Adyo
auTod, HeyAAn onuacia katd Tnv maldlaTpIkr eKTi-
UNoN €xel N EMOKOTNON TOU OEPUATOC, TTPOKEIUE-
vou va avalntnBei mepaitépw 101k maldoveupo-
AOVIKN eKTiUNON.

NEZEIZ EYPETHPIOY: 8gppatikéc knAideg, CALs knAideg, umépxpwpeg deppatikég KnAideg,
UTIOXPWHEG SepHATIKEG KNAiSEG, VEUPOSEPHATIKA GUVEPONA, PAKWHATWOELG,

veupoivwpatwaon tumou 1 (NF1), o{wdn¢ okAipuvon (TSC)

Fevika

To xpwua tou Séppatog (emdepuidag) givat éva mo-
AUTIOPAYOVTIKO XAPAKTNPLOTIKO KAl TIOIKIANEL O PEYA-
Mo Babué otov avBpwmivo mMANBuoud. Meléteg amédel-
&av 6T1 To Xpwpa Tou Sépuatog e§aptatal anod: a) TNV
TTOOOTNTA MIAG PUOIOAOYIKAG XPWOTIKAG, TNG UeAavi-
VNG, TTOU UTIAPXEL 0Ta PeEAavVIvOKUTTAPQ, B) TNV ayyeElo-
BpiBela/alpdtwon Tov, y) TNV mapoucia KapoTivng Kal
8) 1o mdixog NG kepdTivng otiadag Tou Séppatoc. le-
VIKQ, UTTdpxel N Tdon S1dkpLong Twv atopwV O EKEIVa
UE avoIXTOXpwHO Séppa (UIKPOTEPN TTOCOTNTA MEAA-
vivne) Kal o€ ekeiva pe okoupoxpwpo Sépua (Heyaiy-

YnevBuvn emkovwviag

TEPN MOCOTNTA peAavivng). H moootnta tng pehavivng
e€aptdrat amo mnbocg yoviSiwy, kabBwg emiong kat amo
NV emidpaon Twv NAIAKWV akTivwv. MIKpéC ToodTNTEC
untepiwdoug aktivoBoliag gival avaykaieg yia tnv ma-
paywyn Tn¢ Prrapivng D, evw avtiBeta, n unepékBeon
umopei va empépel PAAPec oto DNA, kabwg emiong
o&eiag kal xpoviag pop@nc PAAPec oto Sépua, Ta HATIA
Kal TO avooomoInTIKG cUoTnua Tou avBpwrou.'

Ot Slatapaxég TnG Xpwaong tou §€puatog Umopei va
€ival €ite UTTOPENAYXPWTIKEG EITE UTTEPUEAAYXPWTIKEG
£€(TE MIKTOU TUTTOU (UTTO- Kal UTIEPUENAYXPwOoN Hadi) kat
ouvnBw¢ opeilovtal oe Satapayr TNG PEAAvIVoyEve-

EheuBepia Kokkivou, MD, MSc, cPhD, Madiatpoc-Naidoveupohdyog, Akadnuaikr) Yriotpogoc Maidiatpikric Nevpohoyiag, Eidikr
Movada Maidoveuporoyiag, A Maidiatpikry Khvikr) EKTA, Tn\.6972206581, e-mail: el_kok@otenet.gr

69



Ashtio

TOMOZ 73, TEYXOZ 3, 2023 - 56n MNAIAIATPIKH ©OEPATEYTIKH ENHMEPQZH

on¢ (uedavivokuTtapa Kal mapaywyry pekavivng). Ot 8i-
ATAPAXEC TOU XPWHATOG TOu S€pUATOC Umopei va ivat
YEVIKEUUEVEC O€ ONO TO OWA EITE KATA TOTTOUC EVTOTII-
OMEVEG OE KATIOLEG TIEPLOXEG TOU CWHOTOG I ME TN HOop-
@n KNAidwv. EmmAéoy, ol dlatapayég autég umopei va
EUPAVIOTOVV O€ OTIOLASHTIOTE XPOVIKH OTlypr TNG {wNAG
Tou avBpwrou amd TN yévvnon PEXPL Kat TNV EVAAIKO
(wn Kat n artioAoyia Toug gival TToLkiAn TG00 o€ yeveTI-
KA aitia 600 Kal o€ eMKTNTA.?

To XpWHA OTIC UTTEPXPWHES SEPUATIKEG KNAISEC urTo-
p&i va Kupaivetal amd eAa@pu €wg OKoUPO KAPE Kal OU-
vnBw¢ mpokertal yia cafe-au-lait knAideg (CALs). Mmopei
va epgavifovral Adn amo tn yévvnon 1 apyotepa Katd
™ SIGPKEID TWV TTPWTWV XPOvwv TNG (W Tou Tatdiov.
To oxrjua Toug gival oTpoyyulo 1 oBAN kat n SIAPETPOC
TOUC TTOIKIANEL artd Aiya XIMOOoTdA €w¢ Tavw amd 20eKa-
TooTd. Alokpivovtal og SUo €idn, O€ eKeiveg e OUOAA
Opla Kal O€ EKEIVEC e EvTova Opla Kal PEYAAWVOUV O€
apBpod kat og péyebog pe TNV nAikia. TEAOG, xapaktnpi-
Covtal amd TNV amoucia cUVOSWV CUMTTWHATWY, OTIWG
yia mapadeiypa dAyog i kvnoud. Eikova 1

Nooruata e TTapouCia UTTEPXPWHWY SEPUATIKWY
KNAiGwV aviKouv Kupiwg otnv Katnyopia Twv Veu-
POSEPUATIKWY VOONUATWY (QAKWHATWOEWY), OTTWG
n Neupoivwpdtwon tumou 1, To ouvdpopo Legius, o
ouvdpopo McCune Albright, To ouvdpopo Noonan, 1o
ouvdpopo Silver-Russell, To Constitutional Mismatch
Repair Deficiency Syndrome (CMRDS), ta apaptwua-
Ta PTEN, 0 XpWHOOWUIKOG HWOAIKIOHOG, TO OUVSPOLO
Carney kat n Neupoivwpdtwon tumou 2. Mivakag 1 Agi-
Cel, va onpuelwBei 611 10% Tou yevikoU MANBUCHOU €Xel
Toulaylotov 1 umépxpwun KnAida (tou tumou CAL),
VW To 95% Twv acBevwv pe Neupoivwudtwon Tuou
1 (1Mo ouxvo veupodepuaTikd vOON Q) EXEL TTEPIOOOTE-
pec amo 6 CAL knAidec.

To xpwpa oTIG UTTOXPWHEG SepUATIKEG KNAISEG
MIopEi va Kupaivetal and nmiwg amoxpwuaTIOPEVEG
(AXPWEC) €WC TTANPWC ATIOXPWHATIOUEVEC (AEUKEC). Au-
Té¢ omdvia umapyouv dén amd tn yévvnon, ouvniwg
eugavifovrtal Katd Tn SIAPKELA TOU TIPWTOU XPOVOU TNG
Cwn¢ Tou matdloL 1 kal apyotepa. To oxrpa Toug gival
Noyxoeldég (0Tpoyyuld 0To €éva AKpPOo Kal atpnpd oto
AA\O AKPO) Kal PEYAAWVOULV € aplBuo Kal o€ Péyebog
pe TV nAKia. Kat autég, emiong xapaktnpifovtal amo
TNV anouacia cuvodwWV CUUMTWHUATWY, OTTWG Yla TTAPA-
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Coast of Maine

Eikoéva 1. Yriépxpwueg SepuatikéG KNAISEG.
my.clevelandclinic.org/health/diseases/22627-cafe-au-
lait-spots

Setypa aAyog i kvnopod.'3 Eikova 2

Noorjpata pe mapoucia UMOXPWHWY SEPUATIKWY
KNAIGwV €mion¢ avriikouv oTnv Katnyopia Twv VEVPO-
SEPUATIKWV VOONUATWY (POKWHATWOEWV), OMw¢ &i-
val o Naevus anemicus (avaipikog omilog), n Olwdng
YkAnpuvon Tumou 1 kat 2 (mapoucia ash-leaf/teppo-
@UA\oU), 0 Naevus depigmentosus (axpwHATIKOG/armo-
Xpwpatiopévog omilog) kat n Ymouehdvwon Ito.

Nevpodeppatika Noorjpata 'H QakwpaTtwoelg

Ol pakwpaTWOoElG (veupodepuaTikd voonpata) givat
Mia eTepoyeVAC OMASA VOO UATWY UE CUPMETOXN KU-
piw¢ amo 1o Sépua Kal To VEUPIKO cUOTNUA, OANA Kal
dMa 6pyava (my. patia kal ootd). Xapaktnpiovtat
amdé apyry avantuén tTwv KAIVIKWV eKONAWCEWVY oTNV
madikny kat €pnPikr nAkia, kaBw¢ kat yia mpodidbe-
on avantuéng kahonbwv GyKwy, Kal oTmaviotepa yia
kakonOn e€aAayn. Ta voonuata autd Umopei va xa-
paktnpifovtal and @AIVOTUTTIKK KAl YEVETIKY| TIOIKIAO-
pHop®ia, Opwg polpalovTal wg KOS XOpaKTNPLOTIKO
Vv mpoéAevor] Toug amd dlatapaxég oTov avamTuo-
OOUEVO TIPWTOYEVH EUPPUOVIKO eEWOEPUIKO 10TO, Ao
ToV OTI0i0 TTPOEpPYoVTal TOOO To SEPUA 00O Kal TO VEU-
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”iVQKQC 1. AIAGOPIKH AIATNQZH YMEPXPOMATIKQN KHAIAQN

Aagpopikr Aigyvwon KAVIKG XapakTnpioTIKA

Legius oovbpopo *® guvrifwg NF1-ToTrou CALMs, fmieg egnAideg

® aToUCia VEUPIVWHATWY 1] OTITIKWY YAOIWHATWY
. . . -
TTapopola vonTikn TpooBohn

McCune-Albright govépopo * oSovTwTol TUTTOoU CALMs

® moAuoaoTikn Ivwdng duoTrAagia pe KATaypa
® mpwipn ABN 1 aAlol dykol
* gmouCia VEUPIVWPATWY

Noonan ouvdpopo * khaoikég CALMs, ahha MiyoTepeg

® paxidec kal X1 epnAidec

*® oTEvwon TVEUPoVIKNG BaABidag pe MTUXWon Tou auyéva

® KOVTO avaoTnpa, Kpupopyica, oKagosaldng i tpomdoadic Bwpakag, oyoupd
pahhid, eiIkG XapakTNpIOTIKG TTPOCWITOU

Silver-Russell cGvSpopo * khaoikéc CALMs, alha MiyoTepeg, amougia epnAidwy

® evBounTpia kai e§wunTpia kaBuoTépnon avamTuing, pualoloyiko peyebog
Keqahng

* khivodakTulia 5° SakriAhou, utrooTradiag, AUUMPETPpIa oWHATOC

Zuvbpopa Xpwpoowyikig i DNA euBpauorotnrag (m.x. ® un ouviBeig CALMs, amoucia epnAidwy
glivSpopo Fanconi, Bloom, MMRCS-mismatch repair cancer S CE oM P KO UBTER NG (VOTEUENS 1ie MK pOKEpaic
syndrome)

* cuacnoBnoia oty UV aktivopolia (BS), kapkivog eykepdhou kai

aipatog (MMRCS), ouyyeveic Suopoppieg (FS)

PTEN hamartoma tumor oGv5popo * khagikég CALMSs, ahAd MyoTepeg, amoudia epnAiSwy

* CALMs oToug 6pXEIC Kallfj oTov GEova ToU TTEoUC OTOUC AvBpEeg

* pakpokepahia (3SD Tavw améd To péco 6po)

® uTToTOVia, OIKOYEVEIGKG 10TOPIKG Kapkivou BupeoeiBolg kal paoTol
Xpwpoowyikés puwodikiopss Kai Saktulioedn * i cuviBsic CALMS, xpwoTikA SuaTrhacia
XprgotHijIvG ® vonTikh uoTtépnon

* kaBuaTépnon Tng avamTugng ME pMiKpoKepahia

* QOUMHETPIa TWHATOG

ZuvBpopo Sotos, ouvBpopo pehavoKuTTdpiKol Bagikol * un ouviiBeic CALMs, aTroucia egnAiBwy

REPRIFLITOESS kel PO STL T gUROUIE B UV POKC * QUOIKEG EKBNAWOEIG BIaPOPETIKEG amrd auTég TR NF1

embeppoeIboug atrilou, ouvSpopo Carney
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Eikova 2. Yoxpwueg Sepuatikéc KnAIGEG.
zerotofinals.com/medicine/neurology/tuberoussclerosis/

PIKO cuoTtnua. Ta TEPIOOOTEPA VEUPOSEPUATIKA OUV-
Spopa Tafivopoluvtal ota povoyoviSIakd voonuata,
OUWG £XOUV AUTOOWHMATIKO ETKPATEG, AUTOOWUATIKO
UTTOAELTTOEVO KAl QUAOCUVEETO TIPOTUTIO KANPOVOUL-
koéTNTac. Mivakag 2

Ot maibiatpot kahd eival va S1a0étouv Bacikég yvw-
OEIG Kal va gival eEOIKEIWPEVOL PE Ta TTOLKIAA vEUpOdEpP-
MATIKA voorpata AOyw TN OXETIKA CUXVAG EUPAVIONG
AUTWV TWV VOONUATwV otnv matdikr nAlkia kal tng
OCUUUETOXNG TOU KEVTPIKOU Kal TIEPIPEPIKOU VEUPIKOU
OUOTAMATOC O€ AUTEG TIG Slatapaxég. Mia ammin TaKTIKN
EMOKOTNON TOU GEPUATOC UTTOPEL CUXVA VA ATTOTEAE-
0€L TO évauopa yla eupeia dtagopiki Sidayvwon Kal va
odnynoel og uPnAotepo eminedo PpovTidag Twv acte-
VWV O€ TETOIEC MEPIMTWOELG. EmmmAéov, ol mpdopatec
e&eNi&eIg OTIC TEXVONOYIEG TNG YEVETIKIG EXOUV GUVTENE-
OEL OTNV TTEPAITEPW KATAVONON TWV EISIKWV YEVETIKWV
EMEIUHATWV KAl TWV TTPWTEIVIKWY AEITOUPYIWV TIOU EU-
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BuvovTal yia moANd veupodepuatikd Voo uaTa, TTPO-
wbwvtag 1o medio mMpog TNV KatevBuvon avamtuéng
oToxeuOpEVwY Bepamelwv Bloloyikr BAong yia TOANEC
OXETI(OMEVEC ETITIAOKEG,.

APKETA VELPOSEPUATIKA Voorpata Ta&ivopouvTal
otg RASondBeleg, opdda Slatapaxwv mou mPoEPXo-
vtal ano petal\deic o yovidia mou pubuiouv TO
evdokuttdplo MAPK (Ras-Mitogen-Activated Protein
Kinase) petafolikd povomatl. Autd to evOoKUTTApPIo
METAPBOAIKO LOVOTIATI Eival GNUAVTIKO Kal gival uTTeLBU-
VO YIa AEITOVPYIEG OTIWG N KUTTAPIKI AvATITUEN, O TTIOA-
Aamhactacuéc, n dlagoporoinon Kal n andénTwon Twv
KUTTApWV. YTIAPXEL ONUAVTIKE QAVOTUTIIKY EMKAAUYN
peta&y Twv RASomabelwy, mou ekdnAwvovtal pe e8IKA
SUCUIOPPIKA XOPAKTNPIOTIKA TIPOCWITOU KAl AVWAAI-
€¢ amd 1o Sépua, TNV Kapdid, Toug opOBaAuoUC, To Huo-
OKEAETIKO KAl TO YAOTPEVTEPIKO oUoTNUA. [ToANEC amo
auTEG TIG Slatapaxég, emiong, epgavifouv mpodidbeon
TOOO Yla KAAONBEIC 60O Kal Yia KAKONBEIC OYKOUC, EVW
oxedov Ohe¢ ouoyetiCovtal e Nma €éwg cofapd ava-
nitu€lakd eNkeippata. Xtic RASomdOeieg pe veupodep-
paTikd otolxeia ocuykataAéyovtatl n Neupoivwudtwon
tumou 1 (NF1), To oUvSpopo Legius kat To ouvdpopo
Noonan pe mOAAnAEG epnAideg (maAaldtepa yvwoTod
w¢ ouvdpopo LEOPARD).

Nevpoivwpatwon Tumou 1 (NF1)

H Neupoivwpdtwon tomou 1 (NF1; OMIM 162200;
17911.2) eival pia yeveTikn vdoog, Ue anmpoPAentn e&é-
Mén kal ouxvotnta 1:3000-3500 maykoopiwg. Mapou-
oladel peyaAn molkiAia KAIVIKAG CUPTITTWUATOAOYIAC Kal
EMMAOKWY, UE EKONAWOELC KUPIWG amo To Sépua, TO
KEVTPIKO VEUPIKO oUOTNMA Kal Toug o@BaApolc. Avi-
K&l 0Ta veupodepUaTIKA ocUVSpPOUA 1] PAKWHUATWOEIC.
H ouykekpluévn yevetikry dlatapaxr KAnpovoueital
KOTA TOV QUTOCWUATIKO EMIKPATNTIKO Xapaktrpa (AE).
EvtoUTolc, mepITTou OTIC UICEC TIEPIMTWOELC TWV AoBe-
VWV eV UTIAPXEL KANPOVOUIKO IOTOPIKS TNG VOOOU, TTIOU
onMaivel 6Tl TMPOKEITAL Yo OTTOPASIKEG TTEPITTWOELG
TTOU TTPoEKUYPaV UETA amd de novo PeTAAAaén Tou yo-
vibiou Tng NF1 eite o€ éva amd Toug YoveIKOUC YAUETEC
eite oto QuywTo. Ymoloyiletal 6Tl n mBavétnTa évag
YAUETNG va €XEL UTIOOTE( pia voooydvo petdAAaén oto
yovidio tg NF1 givat 1:10.000.1,2 H k\vikr} ekérjhwon



Aehtio
Kn Mavemotnpiov ABnvwv

TOMOZX 73, TEYXOX 3, 2023 - 56H MAIAIATPIKH ©EPATIEYTIKH ENHMEPQZH

niVGKGC 2. KYPIOTEPA XAPAKTHPIZTIKA SE SYTKPIZH TON SYNHOESTEPQN NEYPOAEPMATIKQN

NOXHMATQON

NEYPOINQMATQEIH TYMNOY 1 (NF1)

NEYPOINQMATQEH TYTOY 2 (NF2)

OZQAHEZ EKAHPYNEH
(TSC)

o [ho ouyvn (1:3000)

s AE, de novo 50%

* [ovidio neurofibromin
(xpwpbowpa 17)
(oykokaraoTaATikd) (RAS
dovoTran)

s [aidikr nhikia

e CALs knAideg (umtépxpwon) -
1n ekdRAwaon, augdavouv pe
™V nAIKia

*  epnAideg paoxahiaieg &
BoupwwvikEg TTEpIOXES

e veupoivwpata

e yAoiwpa (oTrTiKOU veUpou,
TTapeyKepaiidag,
eyKe@ahikoU oTeAExoug)

¢ ofidia Lisch

s AE, de novo

¢ [oviGio merlin
(Xpwpbowya 22)
(oyxokaraoTaATikG)

e [punpn evijhiko Jwi

s 2n ot aguxvéornra (1:6000)

* AE, de novo

¢ [ovidia TSC1 1 TSC2
(oykoKaTaoTAaATIKG)
(mTOR povotrdr)

¢ Ash-leaf knAideg (uTTdypwpeg)

e Zmaouoi (Bpegikoi) - 1n
ekdrilweon

¢ Shagreen Sepparikég PAGPeg
e VWpaTa oTa voxia

*  QyyeloiVWHATA TTROCWITOU

. skin tags

¢ vooou Sev @aivetal va mapouctddlel peydleg dia-
POPEC HETAEY TWV OIKOYEVEIWV KAl TWV OTTOPASIKWV
MEPIMTWOEWV. H AglovOTNTA TWV VEWV PETAAAEEWY
TIapatnEEital oTo MatPIKo XPWHOOWUA, av Kal OTo
pUNTPIKSO Xpwpoowpa gugaviovtal omavioTepa Uy,
ooBapdtepa Og, piKpoeAAgippaTa mou mepappfdavouv
0AOKANPO TO Yovidlo Kat mépLE auTtoU TURATA TOU YO-
vidiwpatoc. O1 aoBeveic autoi ekdnAwvouv BapUTepeg
HOP®EG TNG VOOOU pE auénuévn ouxvotnTa OYKwV O
HikpdTEPN NAIKia, BapUtepeg voNnTIKEG Slatapaxég Kal
XOPAKTNPIOTIKA TTPoowTTou Tou dev potalouv pe autd
TWV CUYYEVWY TOUC.*®

Av Kal n mpwTtn ektevi reptypa®n tTnG NF1 €ywve to
1882, To 1987 Sieukpiviotnkav Ta S1ayvwoTIKA KPITH-
pla yla tnv NF1 (mivakag 1) amé ta National Institutes
of Health Consensus Development Conference -
Neurofibromatosis emTpémovtag tTnv akpiPr Kat vi-
aia KAviky diayvwon tn¢ vooou [National Institutes

of Health Consensus Development Conference.
Neurofibromatosis: conference statement], ta omoia
avaBewpnrOnkav mpoéceata (2021). Mivakag 3

Ta kUpla KAWVIKE XapaKTNPLOTIKA TNG VOOoOU TEPL-
Aappavouv TG KapeyahakToXpoeg SepUATIKEG KNAISEG,
™ Qakidwon oTIC SEPUATIKEG TITUXEG, TA VEUPIVWA-
Ta (6eppatikd, umododpla, SikTuwTd) Kat Ta olidia Tou
Lisch. XoPapég emmAokég TNG véoou amoTteAoUV n ou-
XV} avdantuén yAouwpdtwy otnv onTikr 066 Kal AAwv
EVOOKPAVIWV VEOTTAACUATWY, Ol OKEAETIKEC AVWUOAIEC,
ol ayyelakéC BAAPBEC TOU KEVTPIKOU VEUPIKOU CUCTHO-
T0o¢ (KNX) Kal Twv TTEPIPEPIKWV ayYEiwv KaBw¢ Kal n
EUPAVION KaKONOWV GYKWV TWV EAUTPWY TWV TIEPIPE-
pPIKwV veupwv (MNSTs). Ta veupivwpata gugavifovtal
KATA Kavova Petd Tnv epnfeia, gival cuvABwg moAka-
TG kal evtomiCovtal o€ omolodnmote onpeio Tou &ép-
patog. lotohoyikd, TpoKelTal yia oykidla mpogpyopeva
amé ta KuTTapa Schwann mou mepIBAAouV Ta mepipe-
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niVGKGC 3. ANAGEQPHMENA KPITHPIA (2021) NEYPOINQMATQSHS TYTIOY 1 (NF1)
MMATH AIATNQXH THX NF1 ANAITOYNTAI TOYAAXIZTON AYO AMNO TA KATQOI KPITHPIA
ME KOKKINO EMIXHMAINONTAI Ol AAAATEX EMITQN APXIKQN KPITHPIQN TOY 1987

1. 26 KapeyahoKToOXpoeg KNAiGeg
> 5 mm oTnV TTpoEpnBeia,
> 15 mm oTn peTepnpeia

2. 2 2 VEUpIVWHATA OTTolouUBNTTOTE TUTTOU, 1]

1 ThegeoeiBEg VEUPIVWHO

3. EgnAideg omn paoyakiaia ywpa n foufwvikn Xwpa dugw (onpeio

Crowe) duguw

4. TAoiwpa oTITIKOU velpou

5. 2 2 apaprwpara ipiBag (olidia Lisch) 1

2 2 avwyalisg Xopiosibouc

6. Mia Siakpitr) oomikn BAARN (1m.X. SuoTrhacia ognvoadolg ooTou n
HakpoU ooToU-HE CUOXETIZOHEVT] PAOIWBN TIAXUVOT Kdl OTEVWOT TOU

HuehwSoug auAou-lE N Xwpic Weuddpbpwaon

7.1 o BaBpol guyyevic (Voviae, adeppoc 1} Tékvo) pe NF1, Baoal
TWY AVWTEPW KPITAPIWY

8. Mia NF1 srepoduyo maBoAoyikn perdAradn

pIKA veLpa. Meydha SikTuwTd veupivwpata (plexiform
neurofibromas), mou e§opuwvtal and 1o éAutpo (abu-
TEPWV TIEPIPEPIKWY VEUPWYV, UMOPEL va EUPavIOTOUV
Kal otnv maidikn nAikia. H mBavotnta e§arayrg Toug
o€ veupoodpkwpa gival epimou 3%. H aiaBntikn ma-
PAUOPPWON &evioTe amoTeAel onuavTiké TPORANUQ,
EVW N VONTIKN VOTEPNON, TA HABnolakd mpoARuata
Kat ol Siatapaxéc Tng Sidomaong g mPoooxXN/umep-
Kivntikotntag (ADHD) epgavifovtal suxvotepa o€ Oxé-
on ME To YevIKO MANBuo o otoug acBeveic pe NF1.4°

Ot avwtépw PAAec mou mapatnpouvtal otnv NF1
pmmopouv va SlakplBouv o€ evtomopéveg Kal SIAYUTEC.
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< 2-3 puOoIoAOYIKG OTO VEVIKO TTANBUTHO

guvnBuwe TTapoUdEeg aTTo TN Bpe@ikn nAKia oToug aogBeveig pe NF1

ouviBuwe £xouv opaAd dkpa
* Ta Sepparikd Kal uTToSopia VEUpIVWPATA eggavifovral
KaBuoTepnuEva oTny Trandikn nAikia

1o ThefoeibEg veupivwpa ouviiBwe ahAdale To Ypuwpa Kai/f TRV
U ToU UTTEPKEIPJEVOU GEpUaTog

= 5 é1n {wing ouviBuwe eppavilovral

OE TIEPIOKEC TToU Bev eXTIBEVTAI OTOV A0
* Mn aviyvelgigo Xwpic dUeEoT opBaAPoTKATITON
* MTTopEi va UTTAPXE! Kal aTh Bpe@ikn nhikia

Kpioipng onpaciag n rpwipn avixveuorn yia Tn Siarnpnon tng
Gpaong

HAIKIOEEapTWEVN N TTapoUdTia Toug

Agv avixvedovTal Xwpic Tnv eEETaon Pe oiopoadn Auyvia
* Agv eTmpedaiouv TV opaan
* AuoTThacoia Trg Kvijung (n o ouyvn)

Bpégn & viima pe TTpooBioTTAdyia KAUWN TwV KVNUWY oTnV
QUOIKN EEETaon Ba TTRETTE va EAEYXOVTAI JE a/d Kdl va
TTOPATTEPTTOVTCI O€ 0pBoTTESIKO

TpooPepAnpévog yoviag Ba TTPETTE va €61 KATTOIO CUPTITWHATA,
aKopn Kal rirma (100% SieioduTikeTnTa)

NF1 Bev TTpoaTTeEpVd yEVIG

Ot evtomopéveg dlatapayég ouvavtwvtal o Sidgopa
onueia Tou §£puatog 1 PEoa 0TO CWHA Kal SV EUQa-
viCouv a&ovikry oupueTpia, dSnAadn n euEAvion evog
peydAou veuplvwuatog 1 piag duomiaciag Tng Kvi-
KNG oto éva dkpo Oev onuaivel 6Tt Ba mapatnpenboluv
avtioTtolxeg BAAPEeC kat 0To AAMO AKPO, EVW Ol SIAXUTEC
€XOUV YEVIKOTEPN €Midpacn oTov opyaviopd kat Sev
pmmopouv va anmodoBoulv og cuykekpiévn BAARN.

Ot kageyalaktoxpoeg KnAideg eival ocuvribwe to
TIPWTO ONUEI0 TNG VOOOU TIOU YivETAl AVTIANTITO Kal
MAAloTa amd Toug TPWTOUC PAVEG TNE {wn¢ evog aoBe-
voug. O aplBuog moikilel kal ouxvd au€Aavel pe v ma-
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podo Tou xpovou.

Ta veupvwpata amoteAoUv KAAONBEIC OYKOUC TToU
pmopouv va avantuxBouv oe omolodrimote veupo. Ta
SEPUATIKA VEUPIVWHATA AVATITUCCOVTAL OTIG VEUPIKEG
amoAAgelg kal pmopolv va mpofBalouv avw amod To
emimedo Tou §€pUATOC KAl AKOUN VA KATACTOUV KAl HI-
oXwTa.

Ta oCidia Tou Lisch sival apaptwpata tne iptdag mou
Sev mpokahouv BAAREC kal TPoAruaTa otnv 6paon.
AmotehoUV XpNolo S1ayvwaoTIKO ONUEI0 Kal amavTw-
vTal TTOAD GUXVA OTOUG EVAMIKEG aoBeveic. Zta madid
apxiCouv va epgaviovtat amd tnv nAKia Twv €61 ETWv.

Ta yhowwpata tTng ontikn¢ odou amaviwvtal mepi-
mou o010 15% twv madiwv pe NF1, aA\d mpokalouv
OUMUTITWHATA O€ AlyotEpo amd To €va TPITO aUTWV.
Mpodkeltal yla MAOKUTTAPIKA OOTPOKUTTWHATA TTOU
eu@avifouv kahonBéotepn KAVIKN TTOPEia O Oxéon UE
omopadikéG MEPIMTWOELG aoBevwv mou 8ev TTACXOUV
amo NF1. XuvrBwcg epgavifovtal ta mpwta xpovia tng
{wng péxpt TNV nAkia Twv €81 eTwv kal evtomiCovtal
TOOO OTNV €VOOKOYXIKI HOIPa TWV OMTIKWV VEUPWV
(eviote Kal appoTePOMAEUpa), GO0 Kal OTNV TIEPIOXN
TOU OTTIKOU XIAOMATOG,.

O XapaKTNPLOTIKEG OKENETIKEG aANowwaoEelg TNG NF1
mepINapavouy TV eU@Aavion SUCTIAAOTIKNG OKOAI-
WOoNC¢ ME aVWHAaAiEC 0Ta owHATA TwV oTToVOUAWY, TNV
am\aocia TTépuyag Tou o@nvoeldoU¢ 00ToU Kal TNV
ouyyevry Suomhacia NG KvAune. ‘Hma okoAiwon ma-
patnpeital oto 10% mepinou Twv acBevwy alld n du-
OTAAOTIKN Hop®N gival TTOAU AiydTtepo auvriOnc.

Téhog, n NF1 mpokalei kat yevikeupéveg Slatapayég
0 MNXavIopog mMPoOkAnonG twv omoiwv Sev amdAuta
SIeUKPIVIOPEVOC O€ ONEC TIC TIEPIMTWOELG. To 50% Te-
pimou twv madiwv pe NF1 epgavilel Stagopa pabn-
OlaKdA MPoARMATA, EVw éva TTOCOOTO Mapouactadel Kal
OUVOPOUO ENNEIUUATIKIAG TIPOCOXNG HE 1 XWPIG uTEP-
KIVNTIKOTNTA, VW N aAnBn¢ vonTikn uoTtépnon €ival
AlYOTEPO CUXVN KAl APOPA ATOMA HE MEYAAN aTTWAELD
oto yoviSiwpa mou mephapavouv oAOKANPo To yovi-
810 NF1 kat 6popeg meploxég Tou yovidiwpatod. Ta mmal-
O1d pe NF1 gpgavifouv KovtUTEPO AVACTNA GE OXEON
HE Ta AANA HEAN TNG OLKOYEVELAG TOUG, XWPIG OpwG va
untdpyouv amodeielg yia Sdiatapayég otn mapaywyn n
n 6pdon NG auénTiKig opudvNc, EVW evioTe mapatn-
peital kal n uTTapén peyalokepaliag mouv omavia OpwG

oxetietal pe TNV mapouasia udpoke@aliag.

0Olwdnc ZkApuvon (Tuberous Sclerosis Complex,
TSQ)

H enmimtwon tng Olwdoug SkApuvong umoloyile-
Tat og 1:9.000 dtopa kat 60-70% TwWV MEPIMTWOEWV
o@eilovtal o€ véa HeTANNAEN. Av AdBoupe umt ' dYv TIC
SuokoAiec otnv S1dyvwon Kal TOU¢ ACUUMTTWHATIKOUC
aoBeveic, eival MOAU mBavov ot n ouxvotnTa €ival
peyalUTepn kal avépxetal o€ 1: 60000. H Olwdng ZKn-
puvon €ival voonua mou KANPOVOLIE(Tal [IE TOV AuTo-
OWMATIKO ETMKPATOUVTA TUTTO.*

O1 ouvnBéoTepeg KAIVIKEG EKONAWOELC APOPOUV TOV
eyképalo, To Sépua, Toug veppoU¢ Kal Tnv Kapdid,
Paivetal OUWE OTL HETEXOUV OAa Ta dpyava e e&aipe-
on Toug puc. Ot ekdnAwaoelg ouvnBwg ogeilovtal oe
AUAPTWHATA TWV OPYAVWY AUTWY, EVW Yld TIG €KON-
AWoEIC amd Tov eyKEPANO GNUAVTIKO poAo mailouv Kal
Slatapaxég TnG LETAVACTEUONG VEUPWVWV. XOPAKTNPL-
OTIKO TNC VOOOU gival n TOAU HEYANN ETEPOYEVEID TWV
KAIVIKWV EKONAWOEWV aKOUN Kal HETAEU TTACXOVTWY
¢ idlag olkoyévelag.*®

H apxik KAk mpofoin otnv maidiki nAikia ou-
vAOW¢ a@opd ekONAWGEIC amd Tov €yKEPANO Kal TO
Sépua.

Ot emMANMTIKEG Kpioeglg amotehoUv Tov ouvnbéoTte-
PO TPOTO TPOROANG TNG VOoou otnv Maldik nAIKia.
Ymoloyiletal 6T 80 —90% Twv MACXOVTWY gUpavifouv
emANYia. ApKETA ouxvr Lop@r emMANYiag Tov mpwTo
Xxpovo (wri¢ amotedolv ol Bpepikoi omacpoi (cUvédpo-
po West).

H ouvnBéotepn ekbnAwon and 1o 6éppa ota madid
€ival o1 UTTOEAAVWTIKEG KNAIGES (AeUKES, UANOELSEIC),
TIoU TrapatnEouvTal oto 90 % Twv aoBevwv. Mepikég
@opéc og madld pe avolkToxpwuo S€pua ol KnAIdeg
Oev eival gUkola opatéc. Xe UTOTTEC TEPIMTTWOELS
nipémnel va avadntouvtal Pe Tn xprion Auxviag Wood.
Mepikd maudid €xouv TIEPIOXEG UE AEUKEG TPIXEG OTNV
KEPAAN, TTOU AVTIOTOLXOUV PE AXPWHIKEG KNAIGEC TOU
UTTOKELEVOU Sépuatoc. Mpémel va TovioBei 0Tt ToAG
(PUOIONOYLKA ATOMA €XOUV 1-2 AeUKEC KNAIDEC, TToU u-
olka &gv apkouv yia va Bécouv ) Stayvwon Olwdoug
Y KArjpuvonc.

Ta ayyElovwHaTA TOU TTPOCWTTOU TTAPATNEOUVTAL O
110000TO 70-80% TwV TACKXOVTIWY, AQOPOULV TIG TTAPEL-
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[Mivakac 4. AIATNQSTIKA KPITHPIA OZQAOYS SKAHPYNSHS (TSC)

BEBAIH AIATNQZH THE TSC TIOETAL:

A. ME TENETIKH EMIBEBAIQZH THE NOZOY (TSC1 HTSC2 METAAAASH H

B. ME 2 MEIZONA H 1 MEIZON MAZI ME >2 EAATSONA KPITHPIA

MIOANH AIATNQZH THE TSC TIOETAI ME 1 MEIZON H >2 EAASSONA KPITHPIA

Meilova kpimipia EAdooova kpiTripia
1. YmopeAavwTikég KnAiSeg (23, Siapétpou TouhdyioTov 5 XINOCTWY) 1. Aepparikég BAdpeg "confetti”
2. Ayyeioivipara (23) i} vwdng Kepariki} TAGKa 2. Eviummwpara otnv adapavrivn Twy odéviwy (23)
3. Ovuyaia vwpara (=2) 3. EvBooToparikd vwpara (oTa oUAa kal oTa Xeiln) (=2)
4. NMAdkeg Sépparog "oaypé” 4. AXpwpIKn TTAdKa ap@IBAnoTposIGolg
5. ApapTwypara ap@iBAnoTpoedols (ToAhatrAd) 5. ApPKETEG VEQPIKES KUOTEIG
6. ®Aonndeig SuoTAacieg (phoiwdn r uTTopAoiwdn pUpaTa/oykwyara, 6. Mn vEQpPIKG apapTHaTa

EYKEQAAIKEG OKTIVWTES PETAVAOTEUTIKEG ypappés Aeukiig ouaiag)

7. Ymoemevbupanikd oliGia

8. YoemevBupaTIKO YIYAVTOKUTTAPIKG aoTpokUTTwua (SEGA)
9. PapSopiwpa kapbidg

10. AeppayyeiohelopuopdTwon®

11. Ayyeiopuommuw para (22)*

£¢ KAl TIG pIVOXEINKEG AUAAKEG, ouviiBwg epaviovtal  TAAKEG. Meploviyla vwpata eppavifouv 15-20% Twv
peTd Tov 40-150 xpdvo katl aufdvouv og péyeBog e TACXOVTWY, O OAEG OPWG TIG TIEPITTWOELG META TNV
Bpadl pubuod. epnpeia.

Ivideig mAdkeg (shagreen plaques, peau de chagrin) EkdnAwoelc otnv 0{wdn okArpuvon Pmopei va €xou-
mou Xapaktnpifovtal amd TpayL S€pUa Kal EXOUV aka-  HE amd TV Kapdid (pafdouuwpata), amd 1o MEMTIKO
vovioTta opla gugavifovtal ouvnbwg otn pdyxn. Xma-  (AUOPTWUATA), ATTO TOUG VEQPOUC (AYYEIOMUOAITWO-
VIOTEPA TTAPATNEOUVTAL OTO HETWTTO AVANOYEC Ve  Ta). MNivakag 4 |
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Skin spots. When do we ask a pediatric neurologist for an assessment?

Eleftheria Kokkinou
Fellow in Paediatric Neurology, Special Unit of Paediatric Neurology, First Department of Paediatrics, Ath-
ens University, “Aghia Sophia” Children’s Hospital, Athens, Greece

The skin is the largest organ of the human body with
a variety of functions and, not infrequently, the vari-
ous manifestations in it come not only from the or-
gan itself, but also from other organs, including the
nervous system. No one would dare to say that the

skin “mirrors” the brain, a fact that finds application
in neurocutaneous diseases (formerly known as pha-
comatoses). For this reason, a skin examination is of
great importance during the pediatric assessment, in
order to seek further special pediatric neurological
assessment.

KEY WORDS: skin spots, CALs macules, hyperpigmented cutaneous lesions, hypopigmented

cutaneous lesions, neurocutaneous disorders, phacomatoses, neurofibromatosis type 1 (NF1),
tuberous sclerosis complex disorder (TSC)
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