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[TepLOTATIKO

e AvOpac 46 eTwv, BpeTavikng KATAYwWYNC
* ATOULKO OVOUVNOTIKO: EAeVUBepO
* AloOnpa konwon Kot LUaAyYLEG Ta TEAEUTALO Xpovia
e [evikn aipatoc Hb 14, Het 43%, MCV 88, WBC 6000, PLT 220000

e Bloxnuikog €Aeyyxoc: AST 60, ALT 82, nmatitidec: apvnTLKOC EAEYXOC
* Qepptrrivn 3600, oibnpoc 674, TIBC 890, kopeopoc tpavodepivne 75%

* OLKOYEVELOKO LOTOPLKO: TTATEPAC TTEBAVE Ao Kippwon




Opowootacn odnpou

Fe {wTtKNC onpaoiog LY\VOOTOLXELO TTOU EUMAEKETOL OE TIOAAEC AELTOUPYLEC
1. Metadopa kat amoBnkevon ofuyovou
2. JUMUETEXEL OTNV 0&eb WK dwodopuAiwon

3. KataAvel molkidec petofoAkec avidpaoelc (petatponn anod 6wobevn Fet? os

TpLoBevn) Fet3 kat avtiotpoda

4. YupPoAn otn ouvBeon kat emdLopObwon tou DNA (w¢ oupmapayovtag tne

pLBovouKkAeoTIOLKAC pedouKkTaonG Kol AAAwWV eMLSLopOwWTIKWV VIV LWV



epvBpokutTtapa

Swdexkadaktulo anwAEeLEC oTa ovpa MUEAOC 0OTWV



TL Elvoll OULLOXPWHLATWON

e Xapaktnpiletal and avénnevn evanodeon cldripov oTo AIAP Kot TOUC LOTOUC

Kot Stakpivetol o€:

* JUYYEVH OLLLOXPWHATWON

* Eniktntn- devtogponaOnc atpoocidbripwon




Noonua mou exeL MeEpLypadEL Ao alwvwy

1. Trousseau A. Clinique medicale de |'Hotel-Dieu de Paris. Vol. 2. Paris: J.-B. Bailliere,

1865:663-98.
2. Troisier M. Diabete sucre. Bull Soc Anat Paris 1871:44:231-5.

3. von Recklinghausen FD. Uber Haemochromatose. Tageblatt Versammlung Dtsche
Naturforscher Arzte Heidelberg 1889:62:324-5

KAaoown tpuada:
kKippwon (nnatkn BAaBn)
cakyapwodnc dwapntnc |l (BAaBn naykpeatoc)

UTIEPXWON OEPUOTOC




1970s kat 80s: kAnpovopkotnta (KAacown popdr) LE CWUATIKO UTIOAETOUEVO

XOPOKTNPO — CUOXETLON ME Xpwpoowpa 6 (HLA locus)

* 1996: HFE, “the hemochromatosis gene” (C282Y, H63D)

* JUYVEVNC QLUOXPWHATWON:
* HFE Alpoxpwpatwon (tumoc |)

e non-HFE Alpoxpwpatwaon (tumot i, 1, IVA, IVB)



MaBoduaololoyia cuyyeVoUC ALLOXPWHATWONG

* Hvoooc yapaktnpiletal amno avénuevn anoppodpnon odnpou

e Ye avtiBeon pe ta puololoyka atopa, n arnoppodnon odnpou de pubuiletal amno TG
amnoBnkec owdnpou l

AUENUEVEC CUYKEVTPWOELS OLONPOU OTOUG LOTOUG

OL aoBevelc pe ouyyevn alpoxpwpatwon anoppodouv 3-8 mg Fe/day
(buoloAoyika, ot avdpec 1mg/day)
H evamnoBeon otouc otolc 3mg/day odnyet og untepdoptwon pe 1g /€toc

Ot yuvaikec epdavilouv tn vOoo apyotepa Kal NTILOTEPO AOYW OMTWAELAC ALUOTOC OTNV
avaTtop oy wyLkn NALKio



e H voooc kata kavova ekdnAwvetral kAwika oe avdpec (24/1) oe nAwkia
pnetatu 40-60 etwv (amoBnkec owdbnpou 15-40 gr)
e Je non-HFE awpoxpwpatwon ewval duvartn n evapin vwpitepa
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Riely CA, Vera SR, Burrell MI, Koff RS. Inherited liver diseases. AGA clinical teaching project: unit
8. Bethesda, Md.: American Gastroenterological Association, 1993



MnN €LOLKA CUUMTWUOTO KoL EVPNLLATA TNC VOOOU

‘Hrap: avénon nnatikwv evUPwWV, NTTOTOUEYOALR, Kippwon, NMATOKUTTAPLKOC

Kapkivoc (n reo ouxvn attio Bavartouv, 1/3 twv Bavatwv)

Kapbia: puokapdlonabela

Evéokplveic abevec: cakyapwdnc dtafning, (50-70%), apnvoppola, avikavotnto

MuookeAetiko: apBpalyieg, apBpitida (25-50%)

AlcOnupa aduvapioc — komwon: aveényntn, cofapn Kot xpovia

* Aéppa: UTIEPXPWON OEPUATOC



Haemochromatosis

Fatigue

Hypogonadism
caused by
hypopituitarism

Bronzed skin,
melanoderma

Heart failure
Signs of cirrhosis

_ Mn avaotpéPipueg ekdnAwoelg (emuthokég) tng vooou:
Liver cell cancer
ARap: Kippwon ANATOoC, NMATOKUTTAPLKOE KapKivog (n mo ouyvi attia
Bavatou - 1/3 nepumTwoewv)

Diabetes

YnroB8ahapog: dcuteponabrc unoyovadiopoc
Naykpeag: cakyapwsdng Siafnng

Fovadeg: npwtonadrg unoyovadiopog
Oupeoeldig: UNTOBUPEDELBLONOG

ApBpwoelg: apObponabeia (20-70%), Yevdo-oupikn apbpitidba

Joint pain



H kAaoowkn tprada tng vooou onuaivel kaBuotepnuévn
Suayvwon

Ou Lotikee BAaBec natocg Kal maykpeatoc eivat MH
ANAITPEWIMEZ

Ikomoc: n voooc va dtayvwotel MPIN tnv ek6NAwon LOTKAC
BAABNC KaL AVEMAPKELAC OPYAVWY



To yoviolo HFE

Mpokewtat ywaa MHC-I-like mpwtelvn moOu €UMAEKETAL OTNV OMOLOCTOCON TOU
owdnpovu

H HFE nmpwtelvn duoLloAoyLKA PHELWVEL TNV amoppodnon Tou oldApou OTo EVIEPO
Kol puBuilel TIC amoBnKeC TOU OTOUC LOTOUC, OAANAETIOpWVTOC HE TOUC
urtodoxeic tng tpavodeppivng (TRs)

AUo ouyvec petaAhaéelg C282Y / H63D

H napovuoia touc petafariel tn dpaotikotnta tng HFE mpwteivne kaBlotwvtog
aduvatn tn pUOULON TNE opoLOoTACNC TOU OO pPOoU

ATtoteAeopa: uTIEPPOPTWON TWV LOTWV LE oldnpo



2uxvotnta HFE - awpoxpwpdtwonc

NowkiAel avaioya pe tov mAnBuouo

ZUXVOTEPN VEVETIKN vooog otn Asukn duln
nepinov 1/200 opoluywrteg, 1/10 etepoluywrtec (HFE-C282Y)
Maupn duAn: 1/7,100
lvbovnoia: 1/8,300

Acla: 1/2.5 ekattopupLla



H mapouvocla petaMatewv HFE  (C282Y-homo) elval
rnaBoyvwpovikn vooou (tng HFE-awpoxpwpdtwon)??

1. Noau
2. OxL




Tuyvotnta HFE-awpoxpwpatwong

n diewobutikotnta (penetrance) tne vooou nolkiAel onpavrtika: HFE-C282Y
opoluywTtia MapaTnPELTAL OE ACUUMTWHATIKOUC acBevelc i) xapaktnpiletal
ano cofapn KAWLKN CUMMTWHATOAOYLO

H yevetikn duayvwon eivat moAu o ocuyvn anod tnv kKAwikn ekdnAwon e
vOoou

Ze peAetn (“San Diego Kaiser Permanente Clinic”) 26.000 atopwv: 152 HFE-
C282Y opoluyotec, wotooo povo 1 eixe kAwikn vooo (penetrance <1%)

H povn dwadoponoinon twv C282Y-Homo ano toug GpuoloAoylkoug
HAPTUPEC, NTav OTL 5-10% twv opoluywtwy elxav auEnNUEVES NMATIKEC
SOKIHaOLES

Beutler et al. Lancet 2002



Juxvotnta  OlMOXpWHATWONG —  TPOTOTOoLNTLKOL
TIOPAYOVTEC

TpOTOMOLNTLKOL TTAPAYOVTEC TTOU €TtNPEAlOVV TNV ELdAVION VOCOU

 EmtikTnTOL

Alatpodn, EQNVOC puon, KUNoeLg, OnAacpog, atpodootia

* JUYYEVELC

MoAupopodiopol N petaAlaelc og yovidila nov emnpealouvv to

uetaBoAlopo Fe?



Ouowootaon owbnpou

Fe+l Fe+2
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«  Evdokpivikn puBuion

Hepcidin

w0

™

{.

70% Tou
oAIKoU
Fe

CWHATOG

nuepa w
=

Mn culeuypevog pe

Ferritin

Tpavogeppivn Fe
Napaywyn hepcidin
Napaywyn transferrin

&) u
)

Npodpopa epubpdc TEIPAc:
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Mn SuvarornTa Xpnong non-
transferrin Fe

Fleming RE et al.N Engl J Med 2012 Jan 26,;366(4):348-59




OL ouykevtpwoel Fe puBuilouv tn ouvBeon Twv MPWTIEWVWV TIOU Eival
ONMOAVTLKEC yLa TN HETaPOopA Kal TNV arnobnkevon tou

* Iron responsive elements (IREs)

* Iron responsive element binding proteins (IRPs)

vPnAEC ouykeVTpwoeLS Fe XA pNAEC CUYKEVTPWOELC Fe
IRPs Seopevouv kat epnobdilouv IRPs beopelouv kat epnodilouvv
™ Hetadpaocn mMRNA v anodounon mRNA

T

MRNA yoviSiwv oXeTIOUEVWV UE
IRE TNV opoLootTacn Tou owdnpou

g 3

\ Mn peTtaypadOUEVEC TIEPLOXEC /

(untranslated regions, UTR)

Npwteivec IRP1 & IRP2




Npwrteiveg mou ennppealouv tnv opotdotaocn Fe

tpavadepivn / deppirivn *
unoboxeic tpavodepivng: TfR1, TFR2 *
oepouAomAaopivn
DMT1
dbeppomoptivn *
IRP1 & IRPs (kuttapomAacpatikn ouvdeon pue mRNA)
HFE Y
B2-pkpoodaipivn
DCyt B (ferric reductase)
enowdivn (hepsidin) *
hemojuvelin
X



2 UYVEVNC QLLUOXPWHATWON - TUTIOL

TuTrocg MNovidio
KAaooikn
: HFE
QIO PWHETWON (7 ebvia)
(rumrog 1) - oypn evapin
Neavikn aipoypwpdrwaon: HJV
HFE2A (4 eEdwia)
HFE2B LEAP-1
(3 e€dwia)
Alpoypwpdartwon Titrou 3 TIR2
(HFE3) — oyipn évapén (18 e€owa)
AlgoypwpdTwon TUTrou
SLC40A1
type 4 (HFE4) (8 e€ovia)

- N6oog geppoTTOpTIVIG

- Eviéman yowibiou
ST (XPWHOOWHA)
HFE (MHC téaénc-I
Tpwreivn) 6p21.3
Hemojuvelin 1921
Hepsidin 19q13
(avnipikpopiaxr
TpWTEIVN)
Ymoboytag
Tpavo@epivng 2 7q22
(Trasferrin receptor 2)
®epopotiopTivn
(Ferroportin) ete

Tomog
KAnpovopIKoTNTag

Zwyankoc
UTTOAEITIONEVOC

Zwpamkog
UTTOAEITTOPEVOS

Zwpankog
UTTOAEITTOUEVOS

Zwpankog
UTTOAEITTOUEVOS

EMKPATV




ZUYVEVAC QLUOXpwHATWOon 2

NEQVLKI QHOXPWHATWON

. OWHATIKGC uToAeopuevoc xapaktnpac - AT : 1/1

IuvnBwc exbnAwvetal os aropa petafu 10-30 eTwv

. oL mpwTtol 16 aoBeveic : 4-19 eTwv

. LoPapn unepdoptwon pe olbnpo, avenapkeila opyavwy Kkat avénuevn Bvnrotnta

. Ynoyovabiopoc kat puokapbdlonabBeia eival ouyva oL Mpwrteg KAWIKEC EKONAWOELC
Tn¢ vooou

. Luyva eniong : kippwon, dtafntne, apBponabewa

ano toug npwroug 16 aoBeveic, ot 11 néBavav péoa oe 2 xpovia anod tn Suayvwon
ano coPfapn kapdiakrn avenapkela r eNMAOKEC Kippwonc



n LEAP-1 (Liver-Expressed

Antimicrobial Protein - 1).
Elval 0 onuavtikotepog pubuLoTnc
Ng opoldoTacng tou owdnpou otov
avBpwmo kat ta OnAaoctika

O GNMAVTIKOTEPOC

PLOLLOTAC OpOLGoTAONC

owdnpov

Enowdivn (hepsidin)

FEBS 24015 FEBS Letters 480 (20004 147150

LEAP-1. a novel highly disulfide-bonded human peptide, exhibits
antimicrobial activity'

Alexander Krause, Susanne Neitz®, Hans-Jiirgen Migert, Axel Schulz, Woll-Georg Forssmann,
Peter Schulz-Knappe®, Knut Adermann®

Nivale rudic how by Bnarsrud fiie Pepriok Forsobuimg | IPF 1, Feosfors I ywen=Simoe 31, D306 285 Hannover, Crerming



n hemojuvelin eivai o
ONUAVTIKOTEPOC puBULOTAC TNC
napaywyng tng Kat n
depponoptivn 0 unodoyeac e

ota pakpodaya kat ta
gepuBpokuTTtapa

Entowdivn (hepsidin)



v
in NAaopa

n e pponoptive: Enoublvn: B H enoubivn AxohouBel Anobdunaon n M cuwiat v
ttoboc Fe amd VT LU Seoucuc, Tnv EWHORUTTADWON e S ppo ancheuBépwon Fe
Ta cUTTapa Buaxr $epponoptivn ToU oUpmASKOU noptivng ané ta xiTTapa

npwrcivn cmoudivnc- otnv cukhodopia
oto alya SCpponopTivig



Tunot awpoypwpdatwonc 1, 2 kat 3 < avendpkewa enotdivng

MetalAabeig HFE 4 non-FE pewwvouv tn
oUvBeon enowbivng

MetaAAagewg HFE
(vimocg |) A non-HFE
(timoL 2 A 3)

H enobivn b€ Spa oto bwbexabaxtu-

Ao, Béon tng anoppoddnong owbfpou

() anotéheoua, n anoppddnon Fe oto
Swhexabdaxtudo avkavel

H avendpxewa enowbivne, obnyel oe
anelevBépwon obdpou and to omAdva

(arotédeoua Tou 4 eival n) anelevBépwon
Fe oto mAaoua

(anotéAeoua twv 3 & S elvaw n) avtnon
Twv ouykeEVIpwoewv owbrpou oto aiua

H avfnon twv ouykevipwoewy Fe oto alua,
obnyel oe enaxdAovin auinuévn evandbeon
oibfpou onig wotols (6t pwroypadia
unobnAwvetal udvo to fnap)

Awbexabdxtulo



NaBoduoloroyia uneppoptwonc Ue Fe otnv alpoypwuatwon (1,2,3)

Avenapera

eronSivne

i enowbivn
EAaTTwitvn EvBoxuTrdpwon alld xal Auknuévn Autnuévn anechevBépuwon
ouwleon uCiwptvn anoddunon tne bpdon g oubfApou oty xukhodopla
$epponopTivag ue $EPPONOPTIVIG $eppo- Adyw auvinubvng
enoubivn MOPTIVAG SpaotudtnTacg g

deppomoptivng



NaBoduoloroyia unepdoptwoaonc Le Fe otn vooo pepponoprivne (4B)

B oo [
yur

enoubivn

Auatapayxn
ouvbeong Tng
enowbivng otn

$CpponopTivn

E Mewwpévn anobounon
¢ SCpponopTivng

B Avtnuen

Spdon g
$eppo-
ROPTIVIG

E Auvknuévn ancheuBépwon

abrpou otnv xuxhodopia
Abyw avinuévng
Spacnxdtnrag ng
depponoptivng



Noooc deppomoptivnc -
OUYYEVNC alpoxpwpatwon 4A

. petaAdaypévn deppomnoptivn

cvoowpevon owbfnpou ota KUTTapa
(kupiwg ota pakpodaya)

- auvinuévn anobopnon deppo-noptivnc

obnyel oe pewwpéveg ouykevipwoelg Fe
oto ailpa

4. mMEpaITEpw cuoowpevon Fe ota KUTTapa

(nepattépw anoppodnon)



Awadopikn diayvwon cuyyevoUg QULHOXPWHATWONG
Xpovia nnatika voonparta
Xpovia HBV Aoipwén

| Xpovaa HCV Aolpatn

| AAkooAwkn nratinbda

| Mn aAkooAkn Anwbng vooog Tou frarog

1..6;‘!@?{!“%{%-_ i " a——— .

|_IbnpoPhacuikes avawies
| Xpévia ayiodutikn avaipia .
|_Amacnw) avayia . B
Avenapkeia mupouBiknc Kivaonc
 @epanevutikoi Adyot
NoAAarnAéc pETayyLOELS
AvEnuévn napeviepikn xopriynon owbrpou (xopriynon oupmAdokwv
vbpoteilbiov owbnpov - bekrpavnc)
AMa (onavidtepa) voorjpata
AcepouvpomAaopivalpia

__Zuyyeviig atpavodepvaipia




O OnNUOVTIKOTEPOC €pyaotnplakoc Oeiktne umepdpoptwons Tou
OpYQVLOLLOU LLE oilbnpo
(EKTOC O TLC TIEPUTTWOELC AL0OEVWV UE VOOO peppOTOpTivNG) elva:

1. 2idbnpoc opou
2. Qepplrivn opou
3. Kopeopoc tpavodeppivne (Fe/TIBC)

4. O A\oyoc Fe/deppitivn opou



ALayvVWOTIKEG EEETAOELS

depprtivn opov (>200 ng/mL o0& MPOEUUNVOTIAUOLAKEC YUVALKEC,
>300 ng/mL peTa TNV EppNVONALON Kot 0 avdpec)

SfT (kopeopog tpavodepivng) = (Fe opou/TIBC) x 100%

otav SfT > 45%: unepdoptwon ue Fe

Sloia nnato( - o tipeg peppltivng > 1000 ng/mL ywa va
eKTLUNOEL N Ektaon tng nratikng BAaBng

MRI nratog/kapdiac (avaipaktn kat aflomniotn pebBodoc)

levetikog eAeyyoc (HFE, deppomoptivn, kKAM)



EKTIiHNON UTTEPPOPTWONG OI181 POV
Kopeopog Tpaveeppivng - TSAT

O Adyoc¢ Tou a1bripou Tou opou Trpog TNV TIBC (oMkr o1dnpodeCUEUTIKR IKavOTNTA)
ExppdadleTtal we moooatd (TSAT = gibnpocg + TIBC x 100)
Avtavakhd Tov BilaBEoigo oTnv KukAhogopia aidnpo

Mo owaTth aglohdynon amairoivTal dUo JIAPOPETIKES HETPNOEIS

EKTIpnONn EMITTES WY

< 15% > 45%
+ ILiI5npotevia ZUpBAarog pe kKANPOVOULKD
» OEeiec KAl XpOVIEC unepdoptwan abnpeou
QAEYHOVEC KAl ‘
AoIpwEEIC (| Fe).
« AgepouhoTTAacpivaipia FEVETIKOC
« Noool geppoTTopTivig EAEYXOC




AlGyvworn ouyyEVOUS QLUOXPWHATWONG

Buovia nmaroc N ﬁg

L RO
Hepatic iron content (umol/g dry weight), pe ; - L"‘ ¢ * g
duoiohoyIkEC TIpEC éwe 36 umol/g, evi Tiuéc >71 q;_tﬂ:;:?f ‘ "
umol/g evBEIKTIKES TG vooOoU "‘5 " R \ .
1 OYEon ME TNV nAwkia acBevous: hepatic iron g, 4 ¢ rt-
index [tpéc = A > and 1.8 eival StayvwoTikéc g s e
CUYYEVOUC Qupuoypwpatwonc) i %

MRI nnatog

e Atomotn, un eneypPatikn pebodbdoc mov ouyva PHELWVEL TNV
avaykn yua Bolia nnartoc
e  Anaitel eykataotaon elbikou AoylopLKoU

Gandon Y, et al. Non-invasive assessment of hepatic iron stores by
MRI. Lancet. 2004;363:357-362

www.radio.univ-rennes1.fr



Aldyvwon cuyyevouU§ QLUOXPWHATWONG

levetikn avalduvon

* HFE: PCR-RFLP r; PCR-hybridization (epnopika StaBéopa kits)

* ot HMNA & Bopewa Eupwnn: > 80% aoBevwy eivatr HFE-C282Y-homo, 4-

5% elval HFE-C282Y/H63D bdutha etepoluyoTtec, Katl moAu Alyol
aoBeveic eivat HFE-H63D-homo

* lovidia umelBuva yia ocuyyevn awpoxpwuatwon 2-4: sfelbikevpeva
kevrpa (ouvnBwe PCR-sequencing kaBe yovibiou)

* kukAodopouv kits yia aviyvevon petardatewv TfR2, ferroportin, kAm:
MH AZIONIZTA (aviXVEUOUV OUYKEKPLUEVEC HETAAAEELC, apa EXOUV
afla oTav UNAPXEL yWWoTn HETAAAaEN Kal anmalteltal HEAETN
OLKOYEVELWV)



Adults presenting with any of the following
should be screened for haemochromatosis:

ALolyvwoTikoc aAyopLlopoc

- Chronic liver disease, primary liver cancer
- Arthritis, osteoporosis

- Diabetes
4
UTEPDEPPLTLVALULOC KOLL | .ﬂ
Iron panel:
- Transferrin saturation (TSAT) !
(serum iron + transferrin or TIBC) [N
’ - Serum ferritin .’
U T[O Laq aL O w atwc q - Full blood count + reticulocytes @ )
(to exclude anaemia and red cell disorders) / g
1
‘ . | Transferrin] Serum ferritin: Transferrin| Serum ferritin:
s $ A saturation: £ >200 ug/L (remate) [ | |zturationsf >200 pgiL (femaie)
>45 % >300 pg/L (male) o <45% >300 pg/L (male)
ﬁ: HFE aenotvbin Not p.C282Y l;.neﬁplallneclj Screen for alternative causes of n
9enolyping =1 homozygous' [ | Dlochemica hyperferritinaemia: &+
iron overload - Alcohol-related liver disease -!
\ { - Non-alcc_JhoIic fatty liver disease L
- ] Viral hepatitis ™
Or rarely: C282Y/H63D compound - MR liver (R2*/T2*) - Acute liver injury ;
heterozygosity with rare HFE - Liver biopsy where appropriate - Inflammation
y — ! - i \’ ‘
. s Unexplained B ot Unexplained
HFE haemochromatosis liver iron overload WELE hyperferritinasmia?
‘ !
Sequencing of HFE and Consider:
non-HFE - Ferroportin disease
haemochromatosis genes - Aceruloplasminaemia
- Hyperferritinaemia cataract

Y syndrome

- Benign hyperferritinaemia
without cataracts

non-HFE haemochromatosis

(increased liver iron and rare
genetic variants)




OEPAIIEIA

Diagnosis of

haemochromatosis

Iron removal therapy

Is phlebotomy (or
erythrocytapherisis)
contraindicated?

!
[ ]

Patient counseling

- Dietary modifications do not substitute iron removal
therapy

- Iron and vitamin C supplements, daily (red) meat
consumption and moderate to heavy alcohol intake should
be avoided.

- Proton-pump inhibitors (prescribed for other indications)
can reduce phlebotomy need.

- Patients with advanced liver disease should abstain from
alcohol consumption.

- Raw/undercooked seafood should be avoided.

- Avoid contact of wounds with seawater (risk of Vibrio
vulnificus infection).

e

Phlebotomy
First-line treatment

Erythrocytapherisis
Therapeutic option

Iron-chelating drugs
Second-line treatment

Induction phase
Weekly or biweekly

Check haemoglobin ahead of each
phlebotomy

- If <12 g/dl: reduce rate

- If <11 g/dl: pause treatment

Check ferritin after 4 phlebotomies
until 200 pg/L is reached, then check
ferritin every 1-2 treatment sessions

Target ferritin: 50 pg/L

:

Maintenance phase
Frequency varies, usually 2-6
phlebotomies per year

Check haemoglobin ahead of each
phlebotomy

Check ferritin and transferrin
saturation every 6 months

Target ferritin: 50-100 pg/L

Life-long follow-up

Use depends on availability, local
expertise and patient's needs and
preferences.

Fewer haemodynamic changes
compared to phlebotomy.

Fewer procedures and shorter
treatment duration in the induction
phase compared to phlebotomy.

Mild citrate reactions are common.

Target ferritin:
Induction: 50 pg/L
Maintenance: 50-100 ug/L

Only in selected cases after careful
risk assessment by specialist
(adverse events).

May be necessary in severe juvenile
haemochromatosis, especially in the
induction phase.

Combination of drugs and/or
phlebotomy/erythrocytapherisis is
possible.

Target ferritin is higher compared to
phlebotomy/erythrocytapherisis.




2UVEXELQL TIEPLOTATIKOU

Avépac 46 eTwv

 Buoia nnaroc: kippwon pe exceonuacpuévn evandBeon owbnpou oTa NRATOKUTIapA
e > 10etia ano tn diuayvworn, oL TipEC peppitivng eivar <100 ng/mL

* Qepaneuvtikéc adaipalewc mhéov kabe 3-4 prveg. ExeL wotdoo kKippwon nnatog nou eival
otabepn



Juvoyn

e H eddivn, pla avrtiukpoPBlakn mMpwTteivn Tou eKKpiveTtal omod To AMop, €lvat o
ONUAVTLIKOTEPOC PUOULOTAC TNC OpoLOoTAONC TOU oLdrpou

* Q¢ apoxpwpdtwon opilletal n unepdOPTWON TOU OPYaVIOUOU HE oibnpo, Tou oTn
OUYVEVN TNC Hopdn €lval N oUXVOTEPN YEVETLKNA VOOOC TG AsUKNC PUANC

e Yrtapxouv 4 UTIOTUTIOL TNC OUYYEVOUC OLUOXPWHATWONG, OTIOU E€KTOC TNC KAOOOLKNAC
vooou deppomoptivne (umotumoc 44), yapaktnpl{ovial OUCLOOTIKA OO HELWLEVN
nopaywyn N opacn ePidivng, pe amoteAdsopa auvénuevn amoppodnon Kol ToElkn
gvanoBeon olbrpou oToV OpyavIoUO

e O ONMUAVTLKOTEPOC £PYOOTNPLAKOC OelkTnNC uTtEPPOPTWONG CldNPO E€lval O KOPEOUOG
tpavodeppivne (TfS: Fe/TIBC x 100). e unteppoptwon e oidnpo TfS >45% e e€aipeon
TNV KAQLOOLKI) VOoO dEPPOTIOPTILVNG, OTIOU Eival GUGCLOAOYLKOC

* H Bepameia tnC OUYYEVOUC OQLUOXPWHATWONG €lval n sdappoyn OepameuTikwy
adatpatewyv. Xopnynon xNALKwY mapayoviwy: povo otav oL adaltdéelc ivol aduvarte,
KOOWC Kol W ETILKOUPLKN Beparteio o€ coBAPEC TIEPUTTWOELS VEAVLKNC OLLOXPWHATWONG



AiTia av€nong TIUNS PEpPITIVIS

YmeppepitTivapia Ywpic utteppopTtwaon Fe

Luyvd aima

«  Meraforxd ouvbpopo

*  AlkoGA

= Pheypovisbeg kol Aoipgwderg aimieg

»  KaxkorjBeieg (oupmayelc kal aipaTtohoyikeg)
« [Kuttapikry BAGBn

Lmravia aina

= KahorBneg umepgeppitTivanpia

«  MNoogog Still Twy EviAlkKuwwy

«  [MpwromaBtc / SeuTepommabic alpopayokuTTapikd alvbpopo
=  MNoboogog Gaucher

Ymeppeptivaipia pe 1 Ywpic uTTEPQOPTWON
o1dnpov

Xpovieg nmankeg wabnoeig (NAFLD, HCV, kKippwon, aAkooMkn nmmaromraBeia, oyipn
SEppankr] mopgupia

YMeEpQeEpTTIVAIPia PE UTTEPQOPpTWON TI1Gpou

Kova aina

= EivBpopo buopetafolkirg utrepgpdprwong aibijpou- DIOS
= HFE KAnpovopikr aigjoypwpdrwaon tamou 1

»  Avoipleg pe uTrepgpopTwon o1brpou

« larpoyevn aina

*  AQPIKavikn aigoypuwpdanuarn

Imdvia aina

Mn HFE kAnpovopikr aipoy puwpgdanwan

Nooog peppoTopTivig

AcepoukoTThacpivaipia / UTTOOEpOUACTIAQOHIVaIHia
ATpavageppivalpia / umoTpavageppival pia




®eppiTivn opou

J  levikd oToixeia

« Huyuigeia {wn 30wpeg

«  90-80% yAukoluhwpévn — MeTaoAr TToooaToU £TTi OUYKEKPINEVWY TTABROEWY, TTY KUTTAPIKA
KATaoTpogn

« MH guppuetoxn otn yeTa@opa gidripou oTouc I0ToUC

U Xpnon wg BiodeikTng:

1. 'Eppeococg &eikTng yia ta ouvolika amroBipara aibipou (1 ng/ml — 10 mg amoBnkeupuévou Fe)
« | miyéc: IDiaitepa e1dIKEC yia TNV EAAsIwn 018rjpou
Peppitivn < 10 ng/ml — Eidikornra 99% yia diayvwaon aidnpomeviac
* T TIMEC : Mbvo oTo 10% Twy TTEPITITWOEWY OXETICETAI JE UTTEPPOPTWON O15fpou
2. Npwreivn ogeiag paong
&)

(¢ avwTEpo Oplo BewpoUpe Ta 300 ng/ml oTtov dvbpd Kai Ta 200 ng/ml oTn
yuvdaika

Cullis JO et al. Br J Haematol 2018, 181(3):331-340, Elizabeth L. Mackenzie et al. Antioxid Redox Signal 2008, 10{6): 997-1030.
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