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TEN.........Qpa 03:00

* AoBevnc 25 etwyv, pooepyetat oto TEM pe
eunUpeTo £w¢ 39° amod 5d. Itov EpyaoctnpLoko
e\eyyo sudavilet WBC: 400/mm3 Hgb: 8g/dL
kot PLT: 70.000/mm?3- AEK: 0,5%

 AoBevnc 75 etwv npooepexetal oto TEM yatl
o€ tuyalo EAeyyo spdavitet WBC: 1200/mm3
Hgb: 7g/dL ko PLT: 70.000/mm?3



Oplopoc MavKuTTOPOTEVIOC

Melwon twv epuBpokuttapwyv (avatuia),
ovOetepoPlAwV (ovudeTEpOTEVLQ), KOLL
aLponetaAilwy (BpopBormevia) oto
nePLPEPLKO alpa



Avarpia: Meiwon tng Hb katw amo ta opla mou
avtlotolyouv oto dpUAo Kot tnv nALkia (<11g/dL
yuvaikec, < 13g/dL avopec) N n pelwon tou
oAkov oykou twv RBC. Ta RBC Zouv 120 pepeg
nepimou, evw kabnuepwva avtikabiotatal to 1%.

Aciktec RBC:
* MCV (mean corpuscular volume): Hct/RBC x 10 (80-95fl)

* MICH (mean corpuscular hemoglobin, péon
neplektikotnta): Hgb/RBC x 10° (27-37pg)

 MCHC (mean corpuscular hemoglobin concentration,
nEon nukvotnta) : Hgb/Hct x 0,1 (30-35g/dL)



AEK (AiktvoepuBpokuttapa): Neapa RBC ta
ortota 6gv €xouv Ttupnva aAAd UTTOAELLpOTO
pLBoocwptakol RNA. Zouv 1 1 2 pEpeC o€
stress.

* Otav avéavovtot tot AEK—> o puelog pumopel va
OLVTOTIOKPLOEL TNV avartlpio

* AlopOwpevoc aplOuog AEK: % AEK x Hct/45
 RDW: Atgiyvel TnV etepoyEvela oto HEyeOoC Twv RBC

o 2ol

l.q
- "

RBC AEK e



Avopio

* Auénuevn kataotpodn RBC =2
OLLLLOAUTLKEC OVOLLULEC

* Mewwpevn ntapaywyn RBC
(epuBpormoinon) =2 m.x. 21dnpomevikn,
LEYOAOPAQOTLKN, OTTAQLOTLKN avaLuia,
avatlpio xpoviac vooou



Oubetepomevia: Oudetepddila toAupopdonvpnvo.
< 1500/mm3

Katataén ovdetepomneviog:

* |6lomaONc (petd amd Aolpwén, dappoka,
autoavoon oubeTEpPOTIEVLA, XpoVvLa kaAonOnc
ouvOetTepoTEVia, avtoavoon oudetepormevia, KAT)

* Qudetepomnevia Aoyw evéoyevwyv dLotapaxwv:
Xpovia tolomabnc ovdetepormevia, 2UYYEVNG
ouvOetTepoTEVia, KUKALKN oudeTepoTevia, 2.Swachman
Diamond, 2. Chediak Higashi, Dyskeratosis congenita



OpoppBonevia (PLT<150.000)

* Weudnc BpopPormevia

* Qappuaka

* KUnon

* loyeveic NolpwéeLg

* YrtepomAnviopoc (mabnoetlc nmatoc)

* |dlomaBnc¢ OpopPormevikn nopdupa

* MuelhobduomAaoTika ZUvopoua

* OpopBwTtikn OpopBormnevikn mopdpupa
* Ataxutn Evbayyelakn MAén

* AepdoumepmAaotika voonuata (XAA, NHL...)
e Autoavooa voonuata (ZEA...)



2 UMUTTTWHOTO KoL ZNUELOL
Mavkuttapomeviac

* Aoyw avoiuiog: aduvapia, katafoAn, eUKoAN
KOTtwon, taxvkapodia, Suornvola, .....

* AOYW OUOETEPOTIEVLOC: TIUPETOC, AOLUWEELG, ...

* NAoyw Bpopuforeviog: TTETEXELEC, EKXUMWOELG,
ouloppayia, avénuevn anmwAsLlo alpatoc
(0pB0O, el. puoN), pwvoppayla,..



TIETEXELEC

EKXUULWOELC




Awadopikn Atayvwon NMavkuttopomneviag

l. Zuyyevn- KAnpovouiwka Noonuata nou
OUVOOEUOVTOL LE OLLLOTTOLNTLKI) OVEMTAPKELQL

Il. Emiktntn Mavkuttaponevia
a. Me VOpOKUTTOPLKO LUEAO
B. Mg uTtOTTAQOTIKO HUEAO



2uyyevn — KAnpovopuka Noonpota pe
OLLLLOTTOLNTLKN OVEMTAPKELQL

2TTOVLOL KANPOVORLKOL VOO poTol TIou EKONAwvovTal E:

Mavkuttapormnevia (avotpio Fanconi, cuyyevng
duokepatwon, cuvépopo Pearson,
QUEYOKOPUOKUTTAPLKA BpopBorevia K.a.) N

Movnpng Kuttapormevia (ovoluio, Asukomevia, N
BpouPomnevia) (avaluio Diamond-Blackfan, cuvdpopo
Shwachman-Diamond, cuvépopo Kostmann, cuyyevic
duoepuBpomolntikn avaluia K.o.)




Avouia Fanconi

2uyyevec cuvopopo anAoociac Tou pueoU Tou
XOLPOKTNPLETAL OTTO XPWHOCWHLKN aoTtaBeLa
Kol epdavilet:

e AmAaoio pueAou

* YKEAETLIKEC OWVWMAALEC

e ALOTOPOXEC QVATITUENC

* Auénuevoc Kivouvoc yLa KakonBelec



XapaKTNPLOTLKO TOU VOONULATOC Elval N in vitro
evBpaUVOTOTNTA TWV XPWHOCWHUATWY OE
AepdokutTapa nepLPEPLKOU ALUATOC UTIO TNV
enidpaon OlenmoéuBoutaviov (DEB), n
urtopukivn C (MMC)

MetaAAaelc €xouv avayvwpLoBei oe
toulatotov 15 Stadopetika FANC yovidia (Lo
ouxva FANCA, FANCC, FANCG, kat FANCD?2) ta
TPOLOVTO TWV OTIOLWV KATW Ao PUOLOAOYLIKEC

ouvOnkec avayvwpilouvv kKat emdlopbwvouv
BAaBec oto DNA.



Avouia Fanconi




Dyskeratosis Congenita

* JTTAVIO OUYYEVEC voonua amAaociac puelou
nov odeiletol o petallaelc og yovidla mou
puBuLlouV Ta TEAOUEPN

XapaKktnplletal amno:

e SuotpodLka vUyLa, AeukorAakio BAevvoyovou
oTOMOTOC, OepUaTIKEC BAAPEC

* ArtAociot pugAou

* Auénuevoc kivbuvoc yla KakonOeLec



Dyskeratosis Congenita

Abnormal skin pigmentation

Dystrophic nails

Mucosa leukoplakia




Entiktntn MNavkuttopomnevia

FEVIKA aillatog

e WBC IAEK% MNepldepkn

. NEUTRO kotaotpodn

e RBC

e PIT IAEKQ Kevtplkn
QVETIAPKELDL

(avemnapkeLa pUEAOU TwWV
00TWV)



Entiktntn MNavkuttopomnevia

A. M€ VOPpLOKUTTAPLKO LUEAO

B. Me umtonmAQoTIKO HUEAO



PuoloAoyikn kKuttapofpifela
AOYOC KUTTOPLKWV oTolxelwv / Alrtog
(nAkio, Aettoupykotnta)
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Epyaoctnplakn Altepeuvnon

* Eniyplopa nepipepikov ailpatoc-AEK

* Aciktec alpuolvonc (XoAepuBpivn, LDH,
artoodalpivn, apoodolpvoupia

* U/S ywa nmato-omAnvopeyaAio-CT yla
Aepdoadevonabela

* Aciktec Aoilpwénc (TKE,CRP)
e Avutoavooo profile (ANA, RF)

 Mueloypappa-Brogia puelov

Nepattepw dlepevivnon

* AvaAoya LE TO LOTOPLKO
e KAwiKn g€€taon

* Epyaotnplaka eupnuata



Mavkuttapomnevia LE UTTOKUTTOPLKO HUEAO(])

- |6lomaOnc amAaotikn avaluio

- Mapoéuvopikn Nuktepvn Alpoodariplvoupia
- YrtomAaotiko MuehoduomAaotiko cUvOPOUO
- GVHD

- Mueloivwon

- AAevyarukn Aevyatpia (OAAN o tadla)

- Tpwywtn Aguyatuio



MavVKUTTOPOTEVIOL LE UTTOKUTTOPLKO
nuelo (I)

- Autoavooa voonuata (SLE, RA)

- Neuplkn avopeéia

- loyeveic Aowpwéelc (HIV, Parvo-B19....)
- Meta amo XMO

- Meta amo aktivoBeparneia

- AnAntnplaon pe petalla (apoeviko)

- Qupatiwon



Mavkuttapomnevia pe puotoAoyikn i
avénuevn kKuttapoPpibeta pueiou (1)

- AtNBnon pueAoUL Ao KOPKLWVLKA KUTTOpOL

.+ AlpodoyoKUTTAPLKO CUVOPOUO LETA OTTO
Aolpwén

- AAKOOA

. 2OopKoeldwon
. Qupotiwon

. BpoukeAAwon
. N\ewopoviaon
. Qappako



*Mavkuttopornevia HE pucoLloAoyLKn N
avénuevn kuttapoPpiBeia pueio (Il)

- MughoduomAaotikd cuvbpopua

- O&ela Mueloyevnc-AsudoBAaotikn
Aevyapia

- NHL, XAA

- N. Gaucher
- 2. Evans pe cuvod0 Asukomevia

- 'EAAewpn B12, duAAikoU oeoc
- YIIEPOTIANVIOUOC-KIppWOonN
- Autodvoon nnatitida



Dapuaka

 XMO (busulfan, melphalan, cyclophosphamide,
anthracyclins....)

* XAwpopdatvikoAn
* Youhdovapidec

* AwveloAilONn

c M2AQ

* AVTLETUANTITLKAL

* AvTIKOTAOANTITLKA

Juvniwce ueow avénUEVNC KATOOTPOPNC OTN TTEPLPEPELN



AoLLWON alTLOl TTOLVKUTTOPOTIEVLOLG

* 2TN GUMOTLWON OTIWC KOL OE LOYEVELC
AolpwéeLc mou ocuvodevovtal Ao
novkuttapomnevia (CMV, EBV, HIV) elval
SUVOTO VOL CUVUTIAPXEL KOl LLELWLEV
nopaywyn aAAd Kol avénuevn Kkataotpodn
(TtepLdEPLKN KOl KEVTPLKN KATALOTOAN)



Aolpwdn altio TOVKUTTOPOTIEVLOLC

* H Aewopaviaon kat BpoukeAAwon
ocuvodevovTal oo MAVKUTTOPOTIEVIA AOYW
OTIANVOLLEYOALOC KOl UTLEPOTIANVLOUOU

\
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lol KOl TOLVKUTTOPOTTEVIDL

*[ToAAoL Lol purmopouVv va TPOKAAECOUV KATOOTOAN TOU
LLUEAOU Kol TTAVKUTTOPOTIEVIA: cUVNOWC UE
T kuttapoBpiBeta pueAol Kot atpodoyoKUTTAPWON

* EBV

* CMV

* HBV

* HCV

* HSV

* HIV: ota apyika otadla TkuttapoBpibeta, peta
UTTOKUTTOPLKOC HUEAOC Kal SuogpuBpomoinon

* Parvo-1o¢ B-19: anAaocio puelou



MapBoioc B19

* MpokaAel tn «meuntn vooo (fifth disease)» ota
riodLa.

* JTOUC MEPLOOOTEPOUC oBevelC ouvoOeVETOL LE
avaoTOAN wplpovong Twv epuBbpwv oto otadlo
Tou TtpoepuBpofAaotn (avatpia).

e AuvaTto va TIPOKAAETEL EUPBPULKO LOPWTIOL AOYW
™NC Baplac avolulog oe EyKuoug

e ATTAOLOTLKN Kplon TtpOKaAELTOL KUPLWC OE ATOMOL
e SPETIAVOKUTTAPLKI QVOLULOL KOl KANPOVLULKN
odalpoKUTTAPWON



MapBoioc B19




HIV kol movkuTTapoTevia

* Ta HSC dev dpaivetal va poAuvovtal oo Tov Lo,
aAAad ta o wptpa kuttapa (lineage specific)
glval LELWHEVA

* Ta KUTTOPO TOU OTPWHOTOC LoAUVOVTOL, KoL £TOL
eV MAPAYOUV TOUC QTOPOLTNTOUC TOPAYOVTEC
yLaL voL UTtooTnpiléouv TNV aLpomoiLnon

* Ta poAvopeva kuttapa (LOlwc autwv mou Oev
avtarnokpivovtatl otn HAART)ntapayouv T TNF-a

nou KataoteAAouv ta HSC pe anontwon HEow
Fas-FaslL



ALnodayoKuTTOPLKO ZUVOPOMO

XapoKtnplletal amno mavKUTTAPOTIEVIA oTNV TIEPLDEPELA
EVW OTO MUEAO UTIAPXEL DayOoKUTTOPWON EpUBpwWV,
KOKKLOKUTTOPWV KOl QLUOTIETAALWVY OO pakpodaya

O MUEAOC €lval UTTOKUTTAPLKOC 0TO 1/3 TwV TEPUTTWOEWV

KAwikec EkdnAwoelc: Aepdpadevomnabela, TTUPETOC,
anwAeLa fapouc, ‘,
etavOnuo, iktepoc, TTG

™ deprrtivn, L vwdoyovo |
NMATOCTIANVOUEYQALQ, >
auénuéva Ntk évivpa |




Altio alpopayokutTaptkol cuvdpouou
npwtomnabec

Aepudwpata (T apxng)

AOLUWEELC PAKTNPLAKEC, TIAPOOLTLKEC KOlL LOVEVELG,
kKoAAayovika voonuata (ZEA, voooc Still,...),

wWC LOPPOAOYLKO EUPNUA LETA Ao amoppupn
LLOOXEVU LATOC LUEAOU TWV OOTWV.

Oepareilo: MPEMEL VAL OTOXEVEL OTNV UTIOKELMEVN
VOOO.

Koptikoedbn/ IV Ig

YrtootnpLen LE mopaywya alpotog




NMpwtomabec ALLoPayOKUTTAPLKO
>uvopopo (familial hemophagocytic
lymphohistiocytosis-FHL)

2mavio voonua (1/50.000) pe aUTOOWHOTIKO
UTTOAELTTOEVO XOpaKTAPOL
Exouv meplypadel 5 yevetikol tumot (FL1-5)
Mo cuxvoc tuTtoc o FL2 mou cuvdLlaletal pe
netaAlaéelc otn nepdopivn

AMec petaAlateic: UNC13D (FHL3), STX11
(FHL4), kot STXBP2 (FHLS5)



Kippwon

Odnyel oe omAnvopeyaAlo Kol UTTEPOTIANVLIOLO

Avoupuio tou odetlAetol otnv nayidevon Twv
epUBpPwWV 0TO OTIANVO, LELWMEVN ETILRLWON
epUBpwV Kal aalénon Tou OYKOU TOU MAACHATOC.

Qubetepormnevia mov odpeiletal otnv nayidbevon
OTO OTIANVA KOl O€ PELWMEVN eTtBLlwoN TwV
ovdetepodpilwv.

OpouBornevia mov odeiletal otnv mayidbevon oto
oTAnva




Nevpwkn Avopeéia

* [MaVKUTTOPOTIEVIA UE N oVOOTPEYP LN
KOTOOTPOPN TWV KUTTAPLKWY OTOLXELWV TOU
LLUEAOU- QVTLKOTAOTOON TOUC arto apopdn YEAN




AwnBnon puelou amno
LN-QLUOTOAOYLKN VEOTTAOLOLAL
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AwnBnon puelov amo Ca octopdyou



ANOnon LueAoUL oo ALUATOAOYLKO
VEOTIAQLO DL
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* AVTLKOTAOTOON OTOV
LLUEAO OAWV TWV
OLLLLOTTOLNTLKWV
KUTTAPWV OO TO
VEOTIAQLOOTLKO KUTTOPO

@ * [TavKUTTOPOTIEVIO OTNV
nepLpEPEL




Xpovia I1dtorntadnc Oudstepomnevia

Aveényntn Helwon Tou aplBuou Twv
oULOETEPOPIAWVY KATW TWV PUCLOAOYLKWV OplwVv
yLa peyaAo xpoviko dlaotnua

Avoooloyiknc apync (avitliowpoto Evavtl
ovOeTEPOPIAWV- TPOSPOLWV KUTTAPWV MUEALKAC
OELPAC)

Mn avoooAoyikng apxng -KaAonbnc nopeta

* Anouoia evoeiéewv CUCTNUATLKAC VOOOU OTNV
omoila Boa pmopovoe va amodobei n
oudetepoMEVIA

* MpodpAeypoVWOELC KUTTAPOKILVEC KOl XUUOKLVEG

LLTTOPEL VOL CUMETEXOUV OTNV NtaBoyEveLla TG
VOGOU




Tpywtn Asuyouia

* H navkuttapomnevio opeiletal otn 6tnOnon tou
LLUEAOU aro ta ta®oAoyikad AepdokutTopa, TNV
lvwaon, TN KATaoToAn Tou pUeAoU amo tnv
vrtepmiapaywyn TNF-a amo ta HC, ko tnv
noyidevon oto omAnva.

* [lavkuttapomevio ot epLPeEPELQ,
omtAnvopueyoAia, kot cuxva “dry tap” pueioc.

 MetaAlaén oto 100% oto oykoyovidlto BRAF
V60O0E.



Tpwywtn Aevyatuio

CD19, CD20, CD22hi, CD11hi, CD25, CD103hi, FMC7 positive



MeyaAoBAaotikn Avatpio

o EAAeLn Bt B12 ri/koit puAAikoU o€€oc
* MakpoKkuttapwaon

e >tnVv EAAewpn Bt B12: P MeBuApadoviko Otv, T
OpoKuoTelvn, evw otnv eEAAelPn duAAkov: duacLloAoy.
MeBuApoaAoviko OV, ™ Opokuoteivn

o P XohepuBpivn, TLDH, VL AEK I Xpovoc {wnc RBC



MeyaAoBAaotikn Avatupio

* NeupoAoylkec dLatapaxeg (dlatapaxn Tt eV Tw
BaBn alcOntkotntac, Yuxwon, avola) Hovo
otnv EANewpn B12

* MueAoc: Yriepkuttaplkog, peyalopBAaoctec (un
OUYXPOVLIOUOGC WpLpavong mupnva-
KUTTOPOTIAQACUOTOC, TUPNVAC LE AETITN
Xpwpativn

* [MepLdepiko ailpa: MoAukatatunta
noAvpopdonipnva, LAKPOKUTTAPWON



MeyalopBAaotikn Avartlpia

blood cel g
w S . UTTEPKATATUNTA
iy e _ moAuvpopdonupnva
Mueloc oe

= &1 leyalopAaotiki avaipia



MueAoduonmAaotika cuvdépoua

Noapadoto:

Mevio pia N MTEPLOCOTEPWV CELPWYV OTO TIEPLPEPLKO QLA
EVW UTIAPYXEL KUTTAPOPPLONC LUEAOC N otavIoTEPA
UTTOTTAQLOTLKOC MUEAOC

AvomAaoia TwV aLUOTIOLNTIKWY KUTTAPWY OAWV TWV
otadiwv wpipavonc (ot aAAolwaoEeLC elval Lo
NPOPAVELC OTO WPLUOTEPO oTtadla)

Ot axAAolwoELC mapaTnPOUVTOL KHKAUTEPO OTO TTEPLPEPLKO Qi Kol
OTO ETTYPLOUA TOU UUEAOU TWV 00TWV Ao otL otnv Bloyia tou
UUEAOU



MueAoduonmAaoTtika cuvoépoua

AuvomAaotika moAupopdonupnva, BAAOTEC OTO
neEPLPHEPLKO atpa, amovoia PLT




MuegAobduomAaGTIKA GUVOPOUQL

Auv&nuevn kuttapoPpiBela pueAol OTIC TIEPLOCOTEPEC
TEPUTTWOELC




ATTAOQLOTLKA ovaLpio

e JTAVIO AUTOAVOCO VOO O TO OToLO
XOpOKTNPLIETOL ATIO AVTILKOTAOTAON TOU
OLLULOTTIOLNTLKOU LOTOU arto AUTOC, UE ATIOTEAECUAL
UTTOTTAQLOTLKO LLUEAO KOlL TTOWVKUTTOPOTIEVIOL OTN
nepupepela

* [loAAol mapayovtec epmAEKovVTOL OTNV toBoyEveLla
¢ AA (nratitida, kunon, apuaKka...) AAAA OTLC
TMEPLOCOTEPEC TIEPLITTWOELG OEV OVEUPLOKETAL O
QLLTLOAOYLKOC TTOPAYOVTOLG

* Auénueva kuttapotolika T AepdokutTopa
vrteprtapayouv IFN-y, Aoyw umepgkdpaonc Tou
Tbet, mou kataotpedel ta HSC



ATAQOTIKN avolLpio

DuoloAoYLKOG LUEAOC ATAOLOTIKA avalLpio



Mpotewvopevoc mTat0oducLOAOYLKOC UNXAVICGHOC otV AA

[ 1FN-y

Bone marrow:
Fas-mediated
apoptosis,

HSC destruction



Napoéuouikn Nuxtepiv) Alpoodarpvoupia
(Paroxysmal Nocturnal Hemoglobinuria, PNH)

e EMLKTNTN QLLMOAUTIKA avalpio Tou odpeLAETOL OTN
KAWVLKN EKTITUEN EVOC OPXEYOVOU OLLLOTIOLNTLKOU
KUTTAPOU TIOU PEPEL CWHUATIKEC LETAAAAEELC oTO YOVidLO
PIG-A = €é\\ewpn GPI-linked mpwtewvwv (CD55, CD59.....)

e Alpoodatpwvoupia AOyw tng evOOAYYELOKNG OLLOAVGNG
TwvV pUBpPWV oL elval evaAwta otn Autikn 6pacn Tou

OUUTTANPWHOTOC .
CI



Napoéuopikn Nuxtepiv Alpoodarpivoupia

OpopuBwoelc ouyxva og aocuvnBelg BoeLg (m.x.
Budd-Chiari)

Arthaoia MueloU

Avaolpia

[TVEULLOVLKN UTTEPTOON

‘Evtovn KOTwaon

KotAloikd aAyoc



AuTik dpAon Tou CUUITANPWHATOC OTA
gpuBpa alpoodaipla

Alternative Pathway of Complement

C3 convertase

CBI}BDP

CD55*

*GPl-anchored complement regulatory proteins deficient in PNH

| Complement Activation I

ii o
")
|

Normal RBC PNH RBC




Mote Ba yivel eLoaywyrn 6To VOOOKOUELD?

* [Mavkuttapormevia
e Epmnupeto

e [eviKn Kataotaon
* JUMUTTWHOTO

* Jnuela



2 UUTTEP QLG LOLTLKOL

* [IpokAnon yla Tto KAWVLKO n SLlepevvnon tng
TOVKUTTOPOTIEVLOG

* To LoTtoplKO Kol N puokn e€etaon Ba
KATEVOUVOUV O€ €EELOLKEVLEVEC EEETAOELC VLA
va tebel n dtayvwon



