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H opokvoteivny (Hey) eivar éva Belotxo
auivoSu.  Agv - amotedel  puoioloyiko
SIATPOPIKG CLOTATIKG. ATTOKAEIOTIKE Ty
TAPAYWYrG TNG OTOV OPYAVIOUG €ival TO
apvo&u pebeiovivn.

Apdon opokvoTEiVIG:

H (Hcy) qaiveTar va £xe1 oikideg dpdoeig
oTa evboBnhiokd kOTTapa. MTropel va
HETOATPEWEL TNV QVTITINKTIKA ?\errovpyla
TWV avbo@r]?\lckav KUTTApWV  Of
TTPOTINKTIKY, va HeTOBAAAEI TOV KUTTOPIKG
KUKAO, vo EeTpedoel TNV KUTTAPIKA
AeiToupyia, vor bieyeipel TNV Trapoywmyn
KUTTOpPOKIVWY,  gupBaMovrtag oty
IVoDTTEPTIAGOTIKY aTT&vTNON.

MNapaywv emkivévuvoTnrag:

H aténon g Hey oto mAdopa, n omoia
OQEMETAI, EITE OE YEVETIKEG dlaTopayés
Tou peTafoMopol TG, £iTe Ot BIGTPOPIKI
avemdpkeix Twv Pirrapivov B6, B12,
@oAIKOU 0&€0g, TTOU EPTTAEKOVTOI OTO
peTafohioyé  Tng, ouvodedeTan  QTo
avfnuévo Kivbuvo yia apTnpIOCKApUVOT)
kot apTnpiokny 1 @Aefik Opopfwon,
dpdvrag gav aveEdpTnTog TAPEYOVTaS
KIvbovou. Medéteg emiPefaimoay, OTI
OaKOpa Kal pikprp avénon tng Hey amé ta
@uaioloyikG Tng emimeda, pmopel va
dimAaoiGoel [ kou va TpITAGoIGOEl TV
mMOAVOTNTA  EPPAVIONS  KOAPOIOKDV
eTeIoodiwv Kail yia Ta 00 UANG.

Afma avénong opokvoTeivhg:

® Tuyyevi

o XapnAd emrireda Bb, B12, olikol o&éwg
® AAKOOAIOPGS

® Ne@pIKl) OveTTAPKEIX

® [uvaikeg PTG TNV EPPNVOTIGULAN

® HAIKIOpEVa GTopo
. Fl WOAIKEG TTOU ncxl"pvouv AVTICUNNTITIKG
Ze VOOTiHaTA, 6TTWS 1 Yawpiaarn, Asuxol-

pic, UTI'OBUpEOH(lI HIV, Aoipwén

OTPEGTN,  AVTIETI-
 GAaTa, BEOPUAAIVH K.O)

Eibikérepa exkTipdTal, 611 n adénon tng
opokvoTeivng (Hey) katd 1,7 pmol/L wévw
amé TN pféon  @uoioAoyiki  TIpA,
avTIOTOIXEl 08 avENON TNG XOANOTEPOANS
katd 20 mg/dL wg Tpog Tov Kivbuvo
EPPAVIONG OTEPOAVIAIOG VOTOU.

Zx£on opokvoTeivig Kar B12:

H pétpnon tng (Hecy) oto mAdopa eivai
£vag evaioOnTog HelKTNG AVETTAPKEIGS TNG
Brrapivng B12 kal £vag OVTIKEIHEVIKOG
OelkTnNg avTaTToKpIoNg OTn Bepatreic pe
Brrapivn B12.

XapnAég Tipég (Hey) oto mAGopa prropoiv
va atrokAeioouv €NAenpn Pirapivng B12,
map’ 6do Tou Ta emiTeda TNG OTO
TAGOpa eival aveEdpTnTO XOpPNAd, O1Tmg
oupPaivel  oTo  pLEAMPA KAl OTO
AeppdpaTa.

H AieBvrig Opaba Epyaoiag yia Tnv
TpOAnYn TWV KOPSIXYYEIQKDV
voonpétwv otnv Eupadtrn, TpoTeivel Ta

£€nis:

Tipég opokvoTEIVG:
H aofnon 1ng opoKLOTEVNG XOpPOoK-
piGeTau:

‘Hmia, 6Tav Ta emimeda KupaivovTon arrd
15-25 pmol / L

Métpia, dTav Ta emimeda kupaivovTa
até 25-50 pmol / L

ZoPapn, 6Tav n Tipd givar > 50 pmol / L

H Hcy Ba mpémer va mpoodiopileTal o€
aoBeveig vpnAov Kivbovou 1) pE 1IGTOPIKO
APTIOOKANPUVTIKAG Ka/f
BpopPoepfolikig ayyeiaxis véoou.

ATopa  pe  emiTEdQ  OPOKULOTEIVNG
>30pmol/L, Ba Tpémer va BepaTTebovTa
pe nueprioieg 66oeig 400-800 pg polikol
oféog, 2-4gr Pitopivng B6 kon 400 pg
Brrapivng B12.

MEPIEXOMENA

JEN.
Oupokuoreivy 1
AiamioTeuan gpyaarnpiov 2

QappaxoyeveTiKi 34
4-5

Kuotikij Tvwon

Epyaornprakij dicpeuvnon
HLA-B27 oric omovoul-

apBpomafeieg 6-7
Epyaornpiakoc  EAeyxoc
Avaigiac  Xpoviwv voaon-
parwv 7-9
Ocoreomopwaon 10-11

Emiopaon oppovwv ornv
aipyooTaon) Kal arnv aipa-
ToAoyIKi) eikova 12

@ Biphioypaegpia:
Lpappoopévn KAvikn

Mikpofiodoyia kou EpyaoTtnpiokr]
AiaryvenoTikn) Stampfer et al, A
prospective study of plasma
homocysteine and risk of myocar-
dial infarcation in US physicians,
JAMA 1992, 268:877-881

Cattaneo M.,
Hyperhomocysteinemia, athero-
sclerosis and thrombaosis. Thromb
Haemaost 1999, 87: 165-176

Xristopoulou - Kokkinoy B,
Homocysteine as a risk factor for
thrombosis, Review, Archives of
Hellenic Medicine 2001,
18(5):526-536.
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AIMOAIATNOZH

2YMMETOXH TOY EPTAZTHPIOY XE MPOITPAMMATA EZQTEPIKOY

MOIOTIKOY EAETXOY, AIAIMIZTEYZH

To epyaotipio AIMO-
AIATNOZH  akolovBavTtag Tig
ovyxpoveg £&eielg oTov TopEQ
NG vyeiag £xel mpofel oTnv
CUPPETOX TTPOYPOAHHGATWY £§w-
TEPIKOU  TTOIOTIKOU  €AEyYOUL.
YKOTIGG TOU EpyQOThpion eivan n
ouvexr|s avapabpion ko oaéio-

moTia  Twv  pedédwv  TTOL

epappdler  yia
E£YKUPOTNTA TWV OTTOTEAEOHG-

TANPEOTEPN

Twv.

H AIMOAIATNQOXH
OUHPETEXEL  OTOV  £EWTEPIKG
moloTIKG £Aeyxo Tou E@vikov
IvoTHpatog  AlamioTEVOTNG
(ELYA) xai Tou UKNEQAS for
Lipid Investigation ka1 for
Clinical Chemistry (Evpwraikog
E€wTepikdg MoloTikdg EAeyxos)
yio To Bloxnuiké THRpa Tns.
Emiong, uv@ioTtatar  guvexn
£\eyxo TTOIGTNTAG KOl £ivan péNog
Tou UK NEQAS for Maternal
Serum Screenign in  First
Trimester (Bpetaviké Ixipa

A&I0AGynong lMoidtnTag) Kabdg

UK SYD

kot Tou  Fetal Medicine
Foundation (FMF) tng Meyding
Bpetaviag yia Tnv e€étaon Tou
mpoyevvnTikol  eAfyyxou  Tou
Tpiprjvou (PAPPA).

To EXZYA amd To 2004
eivan TAfpeg péhog Tng AigBvoug
Zuvepyaoiag yiax Tn AiamrioTeuon
(ILAC), amd To 2005 eivon TTApES
pédog Tng Evpwrraikig Xov-
epyaciag yia Tn AlamioTevon
(European  Cooperation  for
Accredidation - EA) kai ommd TO
2006 givan TTApEg pélog Tou
Aigbvolig ®épovp AlatrioTevong
popEwv (IAF - MRA).

To UK NEQAS (United
Kingdom  National  External
Quality Assessment Service) eiva
fvag  @opéag  e§wTEPIKOV
TOIOTIKOU €Afyxou Tng epyo-
OTNPIOKAS  1OTPIKNAG.
cuvexousg  ekmTaidbevong ko

Méow

Tapoys koA Asitoupyiag,
BonBder otnv emPefaimaon ko
OUYKPIOT] TWV QTTOTEAEOPGTWV

PETAED TV EpyaOTNPiwY.

The Fetal
Medicine Foundation

Efvixé Zvorqpe Awesiotevong AE.
7
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OAPMAKOIENETIKH

® AgBeVeiG pe KANPOVOPIKEG TTAPOAAGYEG TTOU eTTNPeGoLY TO HETABOAIOHS 1 / Ka

TNV OTTOTEAEOUOTIKOTNTA TWV KOUHOPIVIKWV QVTITINKTIKWV (Sintrom, Warfarin)
Pavia A. ZovAtovkn, Mikpofioddyog - Bioma8oAdyog

Tpravrapoddov Avaoragia, Mopiaxij BioAdyos, PhD

TevikG

Ta kovpapiviké avTITIKTIKG  efvan
o To TAfov diadedopéva pdppaka
OTNV QVTITINKTIKA BepoTeia.

H Oepameiac pe KOLPOPIVIKG
QVTITINKTIKG  €ivan TTPoPANpaTIK
e§autiog TNG TroIKIAlOG peTOED TWV
aoBevadv  oTn dboooloyia Kal T
BepatreuTikp  avramokpion.  H
BepaTrevTIKA AVTATTOKPION
eCapTaTOn OO TTAPGYOVTEG GTTWG 1
nAikia, n diaita, Ta @Appaka, n
owpaTik p&la, n Puxoloyia Tov
aoBEVOUG KOl 1 KANPOVOHIKGTNTA.
-Meyadeg 1| pikpés b6o€Ig pmopel va
ameidfjoouy Tn fwr] Tov aoBEVONS pE
TEPIOTATIKG alpoppayiag i
OpdpPwong.

MTropel va xpeiaoToly prjveg aoTE
va  emTevxBei i oTaBepi
doooloyia ko n Tapakolovdnon
YiveTan, géxpr oTIiypis pe Tn PETpNon
Tou Xpovou TpoBpopfivig (PT) kau
Tov LTTOAOYIOHG Tou INR.

H diGyvwon kAnpovopik®dv mapol-
ACy@v TTOU  EVOXOTTOIOUVTAI YIO TO
peTOBOMONG Kou TNV ATTOTEAEOPO-
TIKOTNTO TWV KOUHOPIVIKDV OVTI-
TINKTIKGOV — POG  EMTPETEL  HIK
eCeibikevpévn yeveTikr] Oepareic.

MapdyovTeg TIoU OXETICOVTAI PE
TIG HG0EIG KOVPAPIVIKWV
AVTITIMKTIKWOV

VKORC1 25%
CYP2C9 15%
HAikio-®UAo-Bdapog,  20%

Mol TrapdyovTeg

FeveTiki] mpoo€yyion

MapaAdayés oe  TOLAGKIOTOV 6
yovidia emrnpedlouy Tn BepaTreLTIKY
QVTQTTOKPION  OTO  KOUHOPIVIKG
QVTITINKTIKG, oAAG Ta yovidia Trou
OXeTiCovTal TIEPITOGTEPO HE TN
owoTh dogoloyia eival autd Trov
KwbIKoTrol00V yior T0 oUpTrAoKO 1
NG avaywydaong Tou vtrofeidiov Tng
Bitapivng K (VKORCT) ko TO
100£v(LHO TOL KUTOXpWHaTOG P450
(CYP2C9).

To Noépppio Tov 2005, n Clinical

Pharmacology Subcommitiee ToUL
FDA avakoivwoe 611 vTr&pxoLY
erapk TA£ov oTOIXEIX Yyl TN
xopiynon xapnAotepwv  d6oEwv
KOUHOPIVIKIOV  GVTITIKTIKWOV  0TOUG
OOBEVEIG PE YEVETIKEG TTOPOANOYES
ot yovidia CYP2C9 kan VKORCT.

CYP2C9

To 100évfupo 2C9 ToOU KUTO-
xpwpatog P450 eivar To Paociké
évfupo  TOU  EPTIAEKETQI  OTO
HETOBOAIOHG  TWV  KOUPOPIVIKWDV
QVTITINKTIKOV,

Avo kovég rapaddayég Tou yovibiou
CYP2C9, on CYP2C9*2 kan CYP2C9*3
HEIDOVOUY TNV evePYOTNTG  TOL
evlUpov 0T0 12% Ko 5% avTioTor o,
AUTS HEIDVEI TO pLOUG
peTafoAiogob  Tou  @UppGKoL
odNywvTag OTNV  amaiTnon  yia
xapunAdTepn  &dor.  Adon  5mg
QAppaKoL [ nuépa oe aoBevelg pe
Tapaayég oto yovidio CYP2C9

pTropefl va odnyroel og
vmepdboooloyia Ko kivbuvo
algoppayikot  emeigodiov.  Oi

aoleveig pe pia | meploodTEpPES
TéToleg Tapalayég xpeialovTal
TMePIOOGTEPO  Xpovo  yix  va
otafepotroirjoouv To INR, efaitiag
TOL TOPATETAPEVOL Xpovov
nuilwrg Touv EapuGKoL.

Xpovog otabepoTroimong INR:
CYP2C9*1 / *1: 3-4 nuépeg
CYP2C9*1 / *2: 6-8 npépeg
CYP2C9*1 / *3: 12-15 nuépes

VKORC1
H avaywydon tou vtroéeibiov Tng
Brrapivng K (VKOR) eival o oTéyog

™S Opdong TWV  KOUPOPIVIKOV
QVTITINKTIKAY Kol 0 poAog Tng &ivan
va avakukAwver T Brrapivn K o pro
HOp(R, TIOUL  EVEPYOTTOIEl  TOUS
Birapivo K efaptdpevoug moapd-
yovres  mHENG. Ta koupapivikd
QVTITIKTIKG  avaoTéNdovv Ty
evepydtnra g VKOR, obdnydvrag
oe avmimTnkTiky Spdon, efoauTiog
peimong  Twv  emmEOWY TV
mrapayévrwv migng (1, VI, IX, X).

To vmevbuvo yovidio VKORCT €xe
pIx TapaAAayr] 6Tov UTTOKIVATH] TOU
(-1639G>A) oL peIKvEl TO TTOOO
™G VKOR kan obnyei og peiwpéva
emimedba Twv TapaydvTwv THENG.
AuT6 0bnyei o€ avénuévn svaxcdNoit
OTO KOUHOPIVIKG GVTITINKTIKA KO
amaitnon  yia xopnAdTepn 6don
POPPEKOUL.

O ovvbvaouos Twv TapaAdaydv *2
kau *3 tov CYP2C9 ko TG mapal-
Aayrig Tov VKORCT vmodoyileTar 611
evOvvetar  yia 10 40-63% NG
TOIKIAGTNTAG 0T OgpatTevTIKI] 600N
TWV  KOUPARIVIKAWV  QVTITINKTIKWOY
QaTo TO OTONA.

Méxpr oTiypig €xouv dievepynOel
PAPHAKOYEVETIKEG  HEAETEG  TIG
boooloyiag TV KOUPGPIVIKGOV
QVTITINKTIK®OV Kol €xouv bnuioup-
ynOei  oAydpiBpor  d6oewv  ToOUL
Papudkov, MOTE va fondricouy Toug
KAIVIKOUG yiaTpoUs oTnv mpofAewn
NS owoTHg 660ng pe TN Xprion
YEVETIK®OV Ko GAAV TTAnpo@opiav
ToL cioBevoUg.

‘Eva Trapéderypa apxIkav 660wV
KOUHOPIVIKWOV QVTITINKTIK®OV
Baailépevwv oTo yovéTuTro eivai:

TENETIKEZ TMAPAAAATEZ

FTONIAIO |MAPAAAATH AAAHAOMOP®O |EMIAPAZH |ZYXNOTHTA
NOYKAEOTIAIO ITHN

MPOTEINH

VKORC1T  [c-1639G=A *2 pelwpévn  (42%
£Kppoon

CYP2C9  |c430C>T *2 peiwpévn  |8-13%
evepydTNTa

CYP2C9  |c 1075A>C *3 peipévn  |6-10%
evepyoTnTa
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O TapaKET® TIVOKOG XPNOIHOTTOIEITAl MG TTAPGOEIYHA VIO EVIUEPMTIKOUG AGYOUS KO HeV OTTOTEAET TTPOTEIVOUEVT
Soooloyia gapudkou.

Kovpapivikd avnimmkTiké (mg/npépa)

VKORC1 GG VKORC1 AG VKORC1 AA
MapaXayég Yrrodoyi{opevn % Yrrodoyi{opevn % YrroAoyi1(opevn %
CYP2C9 apxikr d6on HEIWPEVN apxikr 66on HEIWPEVN apxikn 66on HEIWHEVN
amé T0 5mg amé T0 5mg a6 T0 5mg

Kopio 5 4 20% 3,1 38%
CYP2C9*2 4 20% 3.1 38% 2,4 52%
CYP2C9*3 3,55 29% 2,75 45% 2,05 59%
CYP2C9*2/*2 3,1 38% 2,4 52% 1,8 64%
CYP2C9*2/*3 2,75 45% 2,05 59% 1,45 71%
CYP2C9*3/*3 2,3 54% 1,7 66% 1,15 77%

Asiypa

Mepipepelakd aipa og oTelipo owWANVAPIO YeVIKAG pe avTITrnKTIKG EDTA.

Mé£Bobog

PCR

AmotéAeopa

Ta amrotedéopaTta eival £Tolpa g8 5 epYAOIHEG NUEPES.

Bifhioypapia
Shapiro, 8.5. Treating thrombosis in the 21st century

N. Engl. J. Med. 349, 1762-1764 (2003)

Wadelius M, Chen Lu et al Association of warfarin dose with genes involved in its action and metabolism. Hum Genet 121:23-34 (2006)

1. KOTXH, @apuakoyeveTiki Twv avTiBimauvady

K, Haema, November 2008:114-122

KvoTiki “lvwon

Namadrjpag NikdAaog, Mopiaxog BioAdyog

H wokvoTtiky vdéogog eival  n
oUXVOTEPN pOvoyovIdIKH KAnpo-
vopikr] aoBéveia ot Aevkr QUAN. Ta
KUPIOTEPT  PAIVOTUTTIKE  XOpOK-
TNPIOTIK& Tng véoov eival 1
duvoleiTovpyia TV  e§wKPIVAOY
adEvmv pe KOpIeG eKONADOEIS ard TO
QVOITTVEDOTIKG OUOTHHA, TO TIETITIKG
Kol Toug I1bpwToTtrololg abdéveg. H
OUHPETOX] TWV QVMTEP® 0OLOTN-
paTwv amodideTal o dlaTapay£g
g OiapepPpavikis  Siakivnong
1I6vtawv Na+ kai Cl- dnpioupydvrag
maxOppevotn  PBAévvr, n  otoia
obnyei 0& QTTOPPOKTIKY TIVELHOVO-
maBela, TraykpeaTiky SuodeiToup-
Yia kol duoAeiToupyia TV 16pw-
Totolv adévav. QoTO00, KATTOIEG
ATUTTEG HOPPES TNG VOGOU TTEPIAC-
Bévouv:

® Avbpikn OTEIPOTNTH

® Xpovia TToyKpeaTiTIda

® BpoyxekTaoia

® AoBpaTikn Bpoyximdba

@ XpOviEg TIVEVHOVOTTABEIEG

Fevemikn

H kvoTiki vawor kAnpovopsitar pe
UTTOAEITTOPEVO  GUTOOWHIKG  XOPOK-
TApa. H ouxvétnTa epgpdviong g
vooou Slagépel yEwypagIikG Ko
mAnBuopiakd. Xty EAMGOa
aUXVOTNTG ePpaviong eivar 1 oTig
2500 yevviosis.

To vmedBuvo yovidio TnNg KUOTIKAG
ivwong evromioTnke 1o 1986, TO
omoio  ovopddeTtar  puBpIoTAg
SiapepPpaviknis diokivnong 16vTwv”’
(CFTR) kau PpiokeTan g€ TUAHQ TOU
HOKPOU GKEAOUS TOU XPWHOTMHPATOS
Méxpr onfpepa €xouv evtotiaOel
TePIooGTEPEG 16 1000 peToMGEEIg
HE KLPIGTEPN TNV HETGAAGEN AF 508,
N otroia €xe1 evTOTIaTEl 0 GAeg Tlg
TANOLOUIOKEG OpGOeS. Tar GTOPO pE
éva peToAaypévo  oAAnAGpop@o
yovibio OewpoivTal @opeig kon eivan
QOUUTITOHATIKOl KAl aTTOAUTX
vyleis. Ta GTopa MoV TTATYOLV OTT6
TNV v6o0o @épouv 800 peTaAAoypéva
aMnAdpoppa yovibia, Ta omoia

£€xouv KAnpovoproel £va aTé KAabe
Yovéa.

Av eivalr kar o1 6vo yoveig eivai
Qopeig éyouv:

®50% MOAVOTNTA VO OTTOKTHOOLY
Traubi mou Ba elval ACLUPTITWHATIKGS
PopEag

©25% mOAVOTNTH VO OTTOKTHTOLV
@uaI0AoYIKG TTondi

©25% mOAVOTNTH VO OTTOKTHTOLV
Taudi o TaoyEl

XPOMOZOMA T
ME &Y EI0AQNKO FONIAND CF

NPOMOZOMA T
ME METAAAATMEND FONIAIO CF

MHTEFA  [ATEFAE

BOPEAT
KYITIKHZ INGQZNZ

ATIOTONOT T

DPOPEAY
I I I l KYETIKHE INOEHE

AWYEIDAOUIRD PPEAL DOPEAX AXHENHX

KYETIKHE INOEHE KYETIKHE INOZHE KYSTIKHE INQEHD
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KAvikda yapaknplomika

AWIITVELN) KOl A A Ll I
Xe aobBeveig TToU TTGOYOLV OTIG
KUOTIKI] vwon o1 exkpioelg Twv
QEPOYWYWV Eival TTaXUPPEVTTOI KOl
eivar  dvokodo va  kaBapioTolyv,
yeyovdg To otroio KaBIoTA £VTTPOO-
BAnTa Ta dTopa Trou vooolv oOe
Boktnpiakeés Aoipméelg Ko KaTd
OUVETTEIX OE KOTAOTPOPH TV

TIVEUHOVMV.

IToug KLPIGTEPOUS TrABOYGVOVOUS
HiKpoopyaviopous TeplapBavovTai:

® Haemophilus influenza

e Staphylococcus aureus

e Pseudomonas aeruginosa
® Burkholderia cepasia

ATopa TTOU TTAOXOLV GG KUOTIKY
vworn dnuiovpyolv TaxUppPELOTN
BAévvn, n omoia 0e oLVBLGOWO pE
aoBevH KOBOPIOPG TWV AEPAYmYHV
TOUG Kl TTPOOKOAANoT BokTnpidiwy
KOTOAYOUV GE XpOvIEG PpoyXEKTO-
OIEG KATAOTPEPOVTUS TO GVATIVEDO-
TIKO TOUG CUOTNHA.

O m:pmoéﬁpm s;\;rjlmol Gvbpeg

MooooTo avbpwv pe CBAVD

o

20%

35%

20%

1-2%
(95%) Trou eival opelg KLOTIKAS
ivioong  gpgpaviCovv  TpoPAfpaTa
VTTOYOVIPATNTAG ASYw OuYyyevolg
ATPNOIRG TOU OTTEPPATIKOD TTOPOU
(CBAVD). O kupiéTtepog Adyog Tng
QVOPIKAG VTTOYOVIHGTNTAS OPENETOI
otnv  EAAenpn 1 artpogia Tou
OTTEPHATIKOY TTOPOL, EPTTodIiCovTag
TO OTMEPHa va KivnBel amé Tnv
emdIdbLPIdA OTOV TTPOOTATIKG Gdéva,
SnpioLPYWVTAS Pl ATTOMPOKTIKI
ohryoomeppin 1] alwooTmeppia.
EmimAov, €xouv bnpooieuTel peNéTeg

OXETIK& PE TV E£MOPAON  TNG
TP®TEIVNG CFTR oTnv
OTTEPPATOYEVEDD,

O1 yuvaikes pe  kvoTiKh iveon

TAPoLTIGLOuY PEIWPEVI] YOVIHOTNTO
AGYw TNG TTOPOVTIRG TTaXUPPELOTNS
PAévvng aTo yeEvwnTIKG oOOTNHO.
QoTdéoo, 1 UVTOYOVIHOTNTO  OF
YUVOIKEG TTOU VOOOUV OTTOTEAET £Vl
OUPIAEYOUEVO KOUPGTI.
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Mopég KuoTikrg “lvwong

ATUTI HOPPN KUOTIKAS VWO,

Mia peTéMaén kai éva ToAVpOP@IoPE 5T.
|Mia pévo peTéaén.
Alo 5T TTOAUHOP@IoHOI.

Mopiemag FAeyyog

Méxpt orjpepa aTo

epyaoThpio ekTeEAETOn €var Travel 39
HETOAAGEEWY OE YEVETIKG avaAuTH,
0l OToIEG KAAUTITOUV TO 75% TWV
YVOOTOV  PETOAGEEWY  KUOTIKIS
ivwong otov eMabiké xwpo. I
SiGyvworn auTdv Twv peTaAGEEWY
mepidapfévovtar ken o1 T
ToAvpop@iopol oTo £owvio 8 (5T,
7T, 9T), o1 omoior oxetiCovral pe
Qvipikr] LTTOYOVIHGTNTA K&I GUHTE-
TOPATA GTUTING KUOTIKIS ivwons. H
eEETOON TIPOYHATOTIOEITON XPHOIHO-
ToiovTag TNy pédodo Tng olu-

abwTig avTidpaong Tng ToAupE-

paang (PCR) amopovovovTog DNA
amé:
aTr6 TOLG EVIAIKES
(EDTA)
aTro To TTaIdId.

Mavel eAeyxopevwv peTaAldalewv KUOTIKHS ivong

F508del
G542X
N1303K
W1282X
G551D
1717-1G —-= A
R553X
CFTRdele2,3
1507del

Q552X

621+1G --=T 711 +1G --=T
3849 + 10KbC --=T 3272 - 26A -=G
2183AA --=CG 3905insT
394delTT R560T

2789 + 5G --=A 1898 + 1G --=A
R1162X S1251N
3659delC 1148T

R117H 3199del6
R334W 3120 + 1G --=A
R347P
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4) Farrell PM, Li Z, Kosorok MR, Laxova A, Green CG, Collins J, et al. Bronchopulmonary disease in children with cystic fibrosis after early or delayed diag-
nosis. Am | Respir Crit Care Med 2003; 168:1100-8.
5) Kanavakis E, Efthymiadou A, Strofalis S, Doudounakis S, Traeger-Synodinos J, Tzetis M. Cystic fibrosis in Greece: molecular diagnosis, haplotypes, pre-
natal diagnosis and carrier identification amongst high-risk individuals. Clin Genet 2003; 63:400-9
6) Heijerman H: Infection and inflammation in cystic fibrosis: a short review. | Cyst Fibros 2005; 4(suppl 2):3-5.
7) Southern KW, Munck A, Pollitt R, Travert G, Zanolla L, Dankert-Roelse |, et al: A survey of newbomn screening for cystic fibrosis in Europe. | Cyst Fibros

2007; 6: 57-65.

G85E

1078delT
A455E
2143delT

E60X

2184delA

711 + 5G —->A
5T, 7T, 9T}

8) Kanavakis E, Tzetis M, Antoniadi T, Pistofidis G, Milligos § and Kattamis C: Cystic fibrosis mutation screening in CBAVD patients and men with obstruc-
tive azoospermia or severe oligozoospermia, Molecular Hurman Reproduction, Vol 4, 333-337, Copyright © 1998 by Oxford University Press



06

AIMOAIAINQZH

EpyaoTnpiakn digpevvnon HLA-B27 oT1ig
omovéuvAapBpomadeieg

Tpravragpudlov Avaoracia, Mopiakrj BioAdyog

Ti givan To HLA-B27

Eivan 1aéng | emqaveiakd avtyévo
TWV QVTIYOVOTTOPOUTIAOTIKWY
KOUTTEPMV, TTOU KWOIKOTTOIEITal aTTd
To yovibiakd TéTmmo B ToOU peiCovog
OUHTIAEYHATOS 10TOOUHPPBATATNTAS
(MHC). O pdrog Tou eival va
Trapovaidlel pikpoPloakd avTiydva
ora T AepgokiOTTopa. To peilov
oUpTIAEYpO 10TOOVPBATETNTOG
amotedel €va efaipeTik&  TTOAL-
HOPPIKG yovidiokS oUpTIAEypa eTri
Tou  pikpod  Bpayiova  Tou
XPWHOOWPATOS 6. AVAPEoR OTO
TPOIGVTA  TOU  CUPTIAEYpOTOG,
Kupiapxo poho diadpapatifovy Ta
avtiyéva 1otocupfardtnrag HLA
Taéng | (A, B kan Cw) kon té&éng I
(DP, DQ «xa DR, kvpimg). O
ouvbvaopds Twv avtiydovwv HLA
£ival HOvadIKGG yia KGBe GTopo.

Moia givaan n oxéon Tou HLA-
B27 pe voorjpara

H tmpwdTn ovoxXETion amloToTrou
avTiyovou HLA kar véoou ava-
KOAU@Bnke To 1972 cvaxeTiCovTag
To HLA-B27 pg Tnv oykuAmTIKi
omovbudimdba ko Tapapéver 1
IoXLPOTEPN CLOXETION VOOOU HE TO
avTiyovo autd. To HLA-B27 eivan
0eTIKG 0TO 80-90% Twv CODEVWOV pE
AYKUAWTIKN OTTOVOLAITIOO.

To HLA-B27 oyxeTiCeTton pe  pia
OUYKEKPIPEVI] opdda avTodvoowy
VOONPGTWY, TTOU Eival YVWOTES WG
opoUpVNTIKEG  GTTOVOLAOGPOPOTIG-
Ocieg. O1 omovduvloapOpoTTddeleg
amoTeNOUV  HIO  OIKOYEVEIX  OTTO
@Aeypovardelg  apOpiTidbeg, oL
XapakTtnpilovron omé  @Aeypovmdn
mpoofolr] Tov ofovikol oOkeAETOU
KOl opvnTIKEG Sokipaoieg yio To
PEVUOTOEIBN TOp&YOVTA. H
OIKOYEVEIQ TWV TTAOHOE®Y QUTWOV
mepIAaufdvel TNV OYKUAWTIK
omovbudimidba, TNV  WwpIaoIKi
apOpiTidba, TNV avTIdPaOTIKY
apOpiTiba (oUvbpopo Reiter’s), Tnv
evTepOTTaONTIKY CpBpITIda Ko TNV
adlagopoToinTn  aTovévAapBpo-
T&Oela. XtV avTIOpaocTIK  ap-
Opimda, 1o 50-80% TwV CoBevidv

eivon BeTIkOl yiof TNV TTaipouoicr Tov
HLA-B27, evd oTn veavikr 1610adn
apbpiméa, 10 80% TwV QTBevidv
(Mivakag 1).

Ity ogbaipoloyia, n ovoxETion
Tov HLA-B27 eivan o duvarr os
Tabfoelg Tou oXeTiCovTon pe TV
ip1da Tou paTiol. XToug aobeveig pe
1p16oKLKAITIBO évar TToo00Td 40-70%
eivan BeTikol yl TV Trapovaia Tou
HLA-B27, avéloya pe Tov TTANBLOHG
TTOU XPNOIPOTIOIEITAN YIa TH) HEAETT.

O pdéhog Tov HLA-B27 otnv evepyo-
Troinon  pAeyHovmdoug avTidpaong
Kol THV TrPokAnon véoou dev eiva
QAKOpN YVWOTOG Kot TTOAAEG Bewpleg
£xovv TpoTabel, Xwpig GpwS va
£xouv emPBefoiwer (Mivakag 2).

Mivakag 1: Noool

OXETICOPEVES PE TO
HLA-B27
AYKUAWTIKH TTOVOULAITION
AvTidpaoTikry apOpiTida (GUVOpopo
Reiter’s)

Yopioon
EvreporadnTiki) apOpimida

AdlagopoTroinTr  omovouAapOpo-
pe(sale

Neavikrj 1610ma0rg apOpimdba

Ip16oKUKAITIOO

Mivakag 2: Oewpieg Tov
e€nyouvv T cvoyéTion ToL

HLA-B27 pe 1ig
omovdulapBpomadeieg

*To HLA-B27 é€xel  yeveTiki
cvoxéTion pe €va yovidbio Trou
TPOKOAET VOO0

®To HLA-B27 £xe1 opoIlOTNTES pE
HIKpOPIoKG ovTIyova

®To HLA-B27 Aeaitoupyei g
LTTOHOXEQG  YIO  HOALOHATIKOUG
TTOPAYOVTEG

®To HLA-B27 avtidpd pe pikpoPioko
UTTEPQVTIYOVO Kol TIPOKGAET  HIn
€101k} evepyotroinon Twv T KUT-
TApWV

® Mia peTéMadn Tng eAevbepng Cys
oTn Béon 67 Tov HLA-B27
e[emrrioie HLA-B27  mrapovoid-
Covran amé T HLA té&éng 2 oTa
CD4 + T kdTTapa

EpyaoTnpiakn
Sigpevvnon

EpyooTtnpiakd eival  duvatég o
£\eyxog TnNg mapovsiag Tou HLA-
B27. H epappoldpevn peBodoloyia
BaoiCeTou oTnV aAvoldbwTh
avtidpaon tng moAvpepdong (PCR),
n oTroia ETMITPETTEI TOV
TOAMOTTACCIGOPS TV ETMIPEPOUS
aAMnAopdppwy Ttouv HLA-B27. H
epappoldpevn

HovoKAmVIKoUG

Tponyolpeva

avaivon pe
avTiopols BewpeiTal EeTepaopévn,
yiari abvvatel va Siakpivel Ta
empépous  aAAnAdpoppa  Kal
BewpeiTal xpovofopa. H PCR pmropel
VO EQOPUOCTEl O OTTOIOOHTTOTE
BioAoyiké vypd, avaloyo pe TO
mpoPAnpa, av kar ouviBws
avixvevon Tou HLA-B27 yiveTtan aTto
afpa, To o1roio CUAAEYETOI O OTEIPO
OWANVAPIO YEVIKIG HPE QVTITINKTIKG
(EDTA) kai @uAGooeTal oTnv Yoén
HéXp!
EPYROTHAPIO.
TEXVIKEG €xouv avayvopioTei 15

TNV QmOCTOAf TOL OTO

Etol, pe TIg vEeg

diaopeTikG cAAnAGpop@a Tou HLA-
B27 pe mo kové tar aAANAGpoppa
B27*05 kou B27*02.

_________________________________

IAEITMA: }
Eamlquplo pe EDTA i
EMEBOAOI: cAvaidbwTh cwn'ﬁpcxaqi
1Tng TToAvpepdong (PCR) ;
IAMOTEAEEMA: Trapouoia 1 omrou-
Em’a KGTo100  GAANAOPGPEOL Toui

{HLA-B27 (3-5 epydGoipeg pépes) ‘





















