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XPWHUOOWUIKEC AVWUAAIES

Mn diaxwpiopoc oTn peiwon wou wepiAappaver To xpwpoowpa X.
(a) duaioAoyiKOC dlaxwpIoHOC Twy XpwHoowudTwy X oTth peiwaon. () Mn
dlaxw- pIoHOC Twv XpwHoowpdTtwy X atn peiwon I. (v) Mn diaxwpiopoc Twy
Xpwpoow- patwyv X otn peiwon II.

a) ®uociIoAoYIKOG S1aXWPICHOG B) Mn diaxwpioHog Y) Mn diaxwpiopog
XPWHOOCWHATWV X oTn HeEiwon I oTn Heiwon II
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2 0vdpopo Turner (XO).
‘Eva atopo pe oUvdpopo Turner (apioTepd) Kai 0 KAPUOTUTOC
Tou (de14).
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2 0vdpopo Klinefelter (XXY).
‘Eva atopo pe ouvdpopo Klinefelter (apiorepa) kai o kKapuoTUTOC
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MEVTEN RN OVO IR

[l epumrTtwoelc mou palvetat va Unv
akoAouBoUv Tov Kavova



ATEAWC
Emikpath
XapakThpioTiKA

K1 K2

K1 KiK1 KiKe2
aompo POl

XPWHO GVALWV OTO PUTS OKUAGKL. ATIG TN SI00TAUPWOT EVOS

OpOTUYOU ETIKPOTOUG PUTOU PE KOKKIVO Gven (K'K') pe éva
OPOTUYO UMOASIMOUEVO QUTG Pe Aeuka aven (K*K*) npokud-
nrouwv omv F, YeVIa puUTa pe pof aven (K'K%). Zv F, yevia
SnpioupyolvTal PUTA pe KokKiva (K'K'), poZ (K'K®) ka1 Aeu

(KK Gon, o¢ avaoia 1:2:1.




ATEAWC ETTIKPATA XAPAKTNPIOTIKA
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2 UVETIIKPATH XdpdKThPIOTIKA
TToAAaTtAG aAAnAdpopyga

I Quaddec aiparoc
I AMnAdpoppa: IA, IB, i

Oudda aiparoc FovoTuttoc
(paivéTuTroc)
A IAT R TATA
B IBTI R IBI®
AB TATIE
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Evac avtpac pe opdda aipatoc O amokTd duo
Taid1d pe pid yudika mou €xel AB. 2Tnv idia
oIKoYEveEld avhkouv duo akopa ttaidid. To €va
EXEl VI0OeTNOEi evw To AAAO TTpoEpXETAl ATIO
TTponyouuevo yapo Tou avtpd. O1 opddec
aiparoc Twv 4 maidiwyv civar A, B, AB kai O.
TToiol €ivai o1 mI©Oavoi yovoTuttol TNG

Inponvo()uavng yuvaikac Tou; I



H avBpwmivn aipoopaipivn amoteAgiTal amo 2
TOAUTTETITIOIKEC adAuaidec TUTTOU a Kai 2 Tutou p. To
pUCIoAoYIKO aAANAOHOpP WO Yovidio TTou KWOIKOTIOIET Yid Th P
aAuvoida ouppoAileTal we P kai edpaletal oto Xpwpoowpa 11,
‘Eva uttoAsimmopevo aAAnAduop@o Tou yovidiou auTouU, To
otmroio auppoAileTal wg Ps, eival uteUBUvO yia Thv ePpAvion
Hiac aoBéveilag mou ovopaleral OpETAVOKUTTAPIKA avaipid.
ATTO UYIEIC YoVEIC HE opdda aipaTtoC A yevviéTal €va Ttaidi pe
opada aipgato¢ O To oTroio TAoXEI ATTO OPETTAVOKUTTAPIKA
avaigia

A) Trolo! €ivail ol YovOTUTIOI TwV OUO YOVEWYV;

B) TToia n miBavoTnTta To deUTepo Taidi va givai uyiéc Kai va
EX €l ogada aipartog A;

(AiveTai 611 0 yovidiakd¢ TOTOC yia Ta aAAnAdpopga Tou
kaBopilouv Thv pada aiparo¢ ato cvotnpa ABO, edpaleTal
oTo Xpwpoowpa 9)
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H axovdpomAdcia ecivalr pia popph vaviopoU Tou o@eiAeTal oTo
ETIKPATEC aAAnAopoppo A evo¢ yovidiou. Ta gualioAoyikd dTopd
éxouv yovotumo aa. Epppua pe yovotumo AA, oUppwva e Thv
eMIKpaToUoa dmoyn (mou eoecic Ba OewphoeTe w¢ dedopévn),
amopPpdAAovTtal ota mpwTa oTddia Tng Kunonc. Eotw oTi éva
(euydpl atopwyv TIoU TAoXouv damo daxovOpoTrAdgiad dTOKTOUV
amroyovouc. Me pdaon TIC TTdpamtdvw TTANPOYopPiEC:

A) Na oupmAnpwoete oto OITAAvO OxXApA TO TETPAYwvo TOU
Punnet yia Tn diaotatpwon auTh. (ZTouc KUKAOUC va ONUEIWOETE
TOUC YAUETEC Kal 0Td TTapdAAnAGYpaApHd TOUC YOVOTUTIOUC.)

B) TToia civai n miBavoTnTta yia kdBe maidi mou amokToUV o1 duo
acBeveic va mdoxel €miong amod axovopoTAdaia;
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O
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Auo OnAukd TovTikia pavpou XpwuaTo¢ d1doTAUpWVOVTdl
HE TO i010 APOEVIKO TTOU €XEI KAPE XpWHA. ZUVOAIKA HeETA
atmo MOAAEC yévveg To BnAuko X mapayel 9 dropa pavpou
xpwparocg Kai 7 kagpé, evw 1o BnAuko Y mapayer 14
daropa pe pavpo xpwya. TTolog gival o ynxaviopocg
KAnpovopNnong Tou Haupou Kdi ToU Kap€ 0To TpiXwHa Tou
TTOVTIKOU,; TTO101 £ivadl 01 YOVOTUTIOl TWV YOVEWV;



EwrioTaon

To paivopevo TnC aAAnAeTtidpaong peTav 2
YEVETIKWY TOTIWV Yid ThV ekOnAweonN
OUYKEKPIHEVOU PAIVOTUTIOU KATA TNV oTroid €vac
YEVETIKOC TOTTOC euTtodilel R TPOTTOTIOIEI TN
PAIVOTUTTIKA £KPpacn EVOC AAAOU YEVETIKOU
TOTTOV.

To yovidio Tov gutodilel Tn PAIVOTUTIIKA
£€kppaon Tou dAAov yovidiov ovopaleTai
EWIOTATIKG

To yovidio Tou 0TToiov N PAIVOTUTTIKA EKppacn
gumodileTtar ovopdletdl UmOOTATIKG
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ApiaTepd: Maupo AaumpavTtop, yovoTtumog B/- E/-. Méan:
KiTpivo AaumpavToép, yovoTumog -/- e/e.
Ae€id: ZokoAaTi AaumpavTtop, yovoTumog b/b E/-. 1.
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YmoTeANG emioTaon
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BBEE |BBEe |BbEE |BbEe
Maupo |MaUpo |Maupo |Malpo
1A Bbee BbEe Bbee
Mavpo LNV Mcwpo KiTPIVO

BbEE |BbEe |bbEE |bbEe
Maupo |Maupo |KayeE KAPE
oA Bbee [o]o]=l bbee
Maupo LU NIl KapE KiTPIVO
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a) MovonaTi yia napaywyn AEukou kapnou

Movidlo W [ovidio Y
KaTtaoToAgag (W) Mpoiov

| |

AgUKN .| Mpaoivn , Kitpivn
XPWOTIKN XPWOTIKN XPWOTIKN

N

NAEUKOG Kapnog
(W/=Y/-n
W/-y/y)

B) Movonari yia napaywyn KiTpivou Kapnou

Movidlo W Movidio Y
N AEITOUPYIKO AEITOUPYIKO

L/
Xwpic Mpoidv
KAOTAOTOAEQ

AEUKN . I'Ipdolvr]' M KiTpIVI‘]'
XPWOTIKN XPWOTIKN XPWOTIKN

N

KiTpivoc kapnodg

(w/w Y/-)

Emixpatic
gewiotaon

Y1oOeTikO povomwari mou e€nyei Thv
avaloyia Xxpwparo¢ oTnv KoAokuOa.
12 @uta pe AsukoU¢ Kapmoug : 3 pe
KiTpivoug : 1 pe mpaoivouc oe kahAo-
Kaipivéc KoAokUOec Tng yveviac F2.
Mop1akd¢ pnxaviopog ou odnyei aTnv
eupdvion putwy pe: (a) Asukol xpwua-
TO0C KapToUC, (P) KiTpIVOU XpWHATOC

kapTouc, (y) Tpdaivou XpWwHaTog
KapTrouC.
Y) Movonari yia napaywyn npacivou Kapnou

Movidio W Movidlo Y
KN AEITOUPYIKO KN AEITOUPYIKO

Xwpig _ Xwpig
KATAOTOAEQ npoidv

A€UKN MNpaoivn |

XPWOTIKN XPWOTIKA

N

Mpaacivog kapnog
(w/w y/y) 15



Emikpathc ewiograon
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Fevia P Movéac 138 Fovéag 2 9

®aivoTtunor  Kitpivo Kitpivo
MovTIKI MOVTIKI

Amapaitnta | il A4
yovidld Kal mezss (A (4o \od (4
Bvnoiyova
aAAnAopopwa

3 Fapéreg P

2| o/
-y

Fevia F,

(S © & OENPWINO | & .
Cl\.IClI'IT'UEIG- = =
AY/AY KO oTadIo AY/A
Q lapéreg P

AY/A A/A

FovoTunol Fl: 1/4 AY/AY, 1/2 AY/A, l/4 A/A
L L ] 1

®aivoTunol Fy:
1/, neBaivouv 1/, kiTpivol 1/, un kiTpivol

Biwoipol anoyovol: 18
2/3 kiTpivol, 1/5 un kiTpivol




AYTOZQQMIKH ETTIKPATHZ
KAHPONOMIKOTHTA

[l epurtwoelc mou palvetal va Unv
akoAouBouv tov Kavova

Fovidakn EKppaacn Kat TepBAAAov

2.TopadikoTNTA
FeveTikn ETepoyéveia
TToikiAn EkppacTikéTnTa

|
|
|
I Emiomeuon



2TTOPAAIKOTHTA:

av Kadi ETKPATAC vOooC 0 agBevic Oev EXEl
Tdoxovta yovéad

1 Tuxaiec véec yetaAAdleic - axovopoTmAaaia

1 EAaTTwpévn 01€100UTIKOTRTA TTaBoAoyikoU yovidiou -
PAIVOHEVO «OAOU N HNOEVOGC»

1 KaBuoTtepnuévn évapln cuumtwpdaTwy - Xopeia
Huntington

1 Mwoaodikiopoc MapeTikwy KUTTApwyY - HeTAAAACh oTa
TIPOOpPOHA YAUETOKUTTAPA KATA ThV eUPPUIKA hAIKid

1 YToTIO¢uevoc mtatépac # TTpaypaTikog maTépac




TIAfore NEETT N/ TELOTHTA
(L0075 enfel'/

> OAa 1a opoluya w¢ Tpoc TO
UTTOAEITTOHEVO YoVidlo dTopd €XOouV 010
PAIVOTUTIO

> OAa Ta opoluya we TTPOC TO ETMIKPATEC
yovidio dTopda €XouV i010 CUYKEKPIHEVO
PAIVOTUTIO

> OAa 1a eTepoluya drtopa €ivai opoid




EAATTOMENH ATIEIZAYTIKOTHTA

TTaBoAoyikoU yovidiou

9 grove 10 dgdzyo()y
D07 INIZIgOUTIHOTITC




TTOIKIAH EK®PAZTIKOTHTA

AnAwvel Tn pUon kar T PapuTnTa TNC VOGOV

12.Uvopopo Marfan
1 EpeioTiKo 10T0
1 Marmi

1 Kapoid







ATEAH ATETZ AYTIKOTHTA KAT

METABAHTH EK®PAX TIKOTHTA
I Neupoivwpdtwon 1 (NF1)

MetaBAntn eKPppPOCTIKOTNTA GE ATOMA HLE
VEUPOIVWHATWON.

Entavw: KnAida café-au-lait. M€on: KnAida café-au-

lait ko dakidec. Katw: Meyaloc aplOpog

ETUOEP LKWV VEUPLVWHATWYV (VEOTIAQOLEC).




Neupoivwpdarwaon 1 (NF1) n vooog Tou Recklinghausen
»KapeTiéC KNAidec aTo déppua

=OCid1a oTnv ip1da Tou paTtiov (Lisch)

=Y T10-0€epUATIKA VEUPOIVWHATA

Eikdva 3.10. O1 oIKIAES EXENAWOEIG TNG VEUPOIVWHATWOT
1. A. Turukn kaee-unel (café au lait) knAida kal depuati
veupolvwpdtwpa. B. OZida Lisch (Ao Lewis RA, Riccar
VM: Von Recklinghausen neurofibromatosis: Incidence of ir
hamartoma. Ophthalmology 1981; 88: 348-354). I'. 'Evag vei
pog Avdpac e Kape-urel KNABEG OTOV KOPUO Tou, aAAG X(
pic AM\ec npogavelg exdnAnoelg veupoivwudrwong. A. M
yuvaika pe MoAaria deppartikd veupoivwpatrouara. E. Ey
ayopl 10 eTwv pe palikh umepavamTugn Tou oxiou Kai TC
yAouToU AGY® £vOC SIKTUWTOU VEUPOIVIHATOG aTn Aekay
kal Tov mepiBdovTa Hahako oTo (And: Crowe FW, Schi
WJ, Neel JV: A clinical, pathological and genetic study
multiple neurofibromatosis. Springfield, IL, Charles C. Thoma
1956: 34)



FENETIKH ETEPOTENEIA

AagopeTikéc ueTaAAd ic TpokaAouv
ATdpdAAAKTO N TTAPOUOIO PAIVOTUTIO

1ETepoyéveid aAANAOHOPPWY = JIAPOPETIKEC
ueTaAAdgeic aTov id10 YEVETIKO TOTIO

1ETepoyévela YEVETIKWY TOTTWY = HETAAAAE EIC OF
O1APOPETIKOUC YEVETIKOUC TOTTOUC

-2 UvOpoHo ateAoUC ooTeoyEVEONC
‘KAnpovoHIKOC KapKivoC max€og eVTEPOU

‘Kai o1 eploodTepeC KANPOVOUIKEC KATA
Mendel avBpwrivec voool

2



FENETIKH AZTAGEIA KAI
ETTIZTIEYZH = mo mpunun nAikia évapénc kai

HEYaAUTEPN coPapoTnTa voaou oe O1d00XIKEC YEVIEC

'MUOTOV'KV\ OUOTpOWYia- vovu6|o
HUOTOVIVNC | e

12 UvOpouo
eUBpavaTou X




KaBuoTepnuévn €vapén
OUUTTWHATWY

1 Xopeida
Huntington

1 TToAukuOoTIKA
VOOOC TWV VEPPWY

1 Oyipyn nAikia évapéng =>
eCdmAwaon yovidiou oTov
TTANBUOO

100

AOPOIZTIKH
SYXNOTHTA (%)
1
o

0O 10 20 30 40 50 60 70 80
HAIKIA ENAP=HZ

Eikéva 3.7. HAikia évap&ing tng véoou
Huntington. To 50% Twv aoBevwv 0" auTr| TN e-
AéTn eixav évapEn g vooou Ewg v NAKIa Twv
35 etwv. (Ao Conneally PM, Wallace MR, Gusella
JF, Wexler NS: Huntington disease: Estimation of
heterozygote status using linked genetic markers.
Genet Epidemiol 1984; 1: 81-88.)



Xpovika mpoypaupaTiodeEvn
gvepyoroinon Kai
awevepyomoinon yovidiwv

1 AvOpoyevng ahwTekia (20+)
1 Muikn duaTpowia Duchene(2-5)

1 Tkpildpiopa paAAiwy
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OMOZYI QQTEZ TA
ETTIKPATEIZ NOZOYZ

1 EvTovoTepa oupmTwHaTa

OikoyeVvAC YTepxoAeoTepoAaipia,
> Uvdpopo Marfan

1 2.TTavioTepn ePpavion
1 2 uvnBéoTepa meBaivouv

1 2 £ KATTOIEC doBéveleg ol opoluywTeC OEV
eppaviCouv PapuTtepa ocuumTWHATA
(xopeia Huntington)




MITOXONAPIAKH

KAHPONOMIKOTHTA

1Movo UnTpIkn TTpoEAsuon

govxog D xphoipog yia avixveuon
PWTTIVWV QUAWYV

21PuBOpoc petdAAacnc miDNA =

20 PuBuoc petdAAatnc mupnvikou
| eAelBepec piCec OEuyovou

| 1kavéTnTa emdi6pOwaonc



EtepomAaopia

= eTepoyeveld mEDNA Adyw peTaAAdewy oe
OIdWOPETIKA CWHATIKA KUTTAPA i0IoU opyavicuou

1 | oCeIdWTIKAC PWOPopUAIWONG PE NAIKIa

1 NeupIko 10T0
1 MUIKO 10TO EkpuAioTIKEC vOTO! (omTikA atpoyia Leber

1 Eyképaho







MNpoodlopioTe TOV MIBAVO TPOTIO KANPOVOLL-
KOTNTAG YIO TO XAPAKTNPLOTIKO TMOU pAivETAL OTA
npoofBeBAnuéva dartopa (OKlaopEva OUuBOAQ)
AMAvVIOVTAC OTIC AGKOAOUBEQ EPWTNOELS (UTTOBE-
OTE TWG TO KANPOVOMOUUEVO XOPAKTNPLOTIKO
opeiAeTal oe £va HOVo Yovidlo):

a. Mropel va aroppipBel aueowg n ruéavotnTa
KANPOVOMIKOTNTAG ToU eival ouvOeedeUEVN UE TO
Y. Motot eival ot GAAOL dUO UNXAVIOUOL KANPOVO-
MIKOTNTAG TIOU artokAeiovTal onwodnnote; Marti;

6. Ard TOUG EVATIONEIVAVTES UNXAVIONOUG KANPO-
VOULKOTNTAG, TOLOG £ival o o meavog; IMarti;




3.40 21V eikdva rou akoAouBei paivetal Eva ye-
VEAAOYIKO BEVTPO TPV YEVEWV YA €VA OUYKE-
KPLMEVO XAPAKTNPLOTIKG TOU avBpwriou:

Mevia:
I
1 2
II
1 2 3 4
R
III E)
S 4 5

a. olog eival 0 unNxaviopog KANPOVOULKOTNTAG;

6. Mo artopa OTO YEVEAAOYIKO aUTO OEVTPO
UIMOPOULE VA CUUTIEPAVOUNE OTL Elval eTEPOLU-
YQ Yl TO XAPAKTNPLOTIKO;

y. Tt mBavotnta undpxet to aropo -2 va eival
PopEAg (ETEPOLUYOQ);

5. Av ta aropa IlI-3 kau llI-4 mavrpeuTouy, T riba-

vOTNTA UTAPXEL TO TIPWTO TOug maldi va ekdn-
_ AWOEL TO XOPAKTNPLOTIKO; I



*3.42 Mia YyeveTiK) aoBévela TpOoKaAeital aro

£va QUTOOWWMIKO eTikpateg aAAnAduopgo. lMola

arnd TIC TAPAKATW TPOTACEIG £ival aAndng Kat

nota AavBacuévn; Marti;

a. Matépag rnou vooel €xel povo natdld mou vo-
oouV.

8. MnTtépa mou VOoEL Bev EXEL TTIOTE YIOUG TTOU VO-
oouV.

Y. Av kat ot dUo yoveig vooouy, 6AolL oL andyovol
TOUG VOOOUV.

3. Av éva nadi vooei, évag arnd Toug NAnmMoudeq
N TIC Yiayladdeg ToU EiXe TNV aoBévela.

*3.43 Mia YEVETIKY) a0BEvELa KANPOVOUEITAL WG au-

TOOWHIKA UTOTEANG. MNowa and Tig MapakaTw mpo-

TAOEIC eival aAndng kat rowa Aaveaopevn; Marti;

a. Auo atopa rou vooouv Jev £X0UV TIOTE UYLEG
raidi.

6. AUo atoua ToU VOOOoUV €XOUV QPOEVIKOUG arto-
YOVOUG TIOU VOOOoUV, aAAAG JevV £XOUV BnAUKOUG

arnoyovoug rou VOoouV.



Mia yuvaika kartnyopeitar amé Tov Aavopd ThC Yid
poixeia emeidn vévvnoe eCaddkTuAo maidi. Téoo o
ouluyoC 0600 Kal n i0ld €xXouv Kavoviko dpiBuo
dakTUAwv. H Kupia yia va amodeicel Tnv aBwoTtntd
TNC ETIKAAEITAI TO YEYOVOC OTI N UNTépa ThC ATAV
£€addkTuAn. TToila cival n yvwpun oac ddopévou OTI
n €e€adakTuAia akoAouBei Tov ETMIKPATA AUTOOWHIKO
TUTTO KANPOVOUIKOTNTAC.

56




3. ‘Evac uyihc epyalopevoc oto  Kévtpo
TTupnvikwyv Epeuviov o Anuokpitoc, amokTnoe
Evav aipgoppoiAiko yio. KatéBeoe aywyh evavTriov
Tou Kévipou d{ntwvta¢ amolhpiwon vyia Th
vévvnon Tou daigdoppo@iAikoU Tou Yyiou. Oa
dikaiwOBei; (H aipoppogiAia opeileTar o€
PUAOOUVOETO UTTOAEITTOHEVO YOVidio).
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2. O kuapiogoc eivar pia doBévela  Tou
opeiAeTal o€ UTTOAEITTOHEVO PUAOCUVOETO YoVidlo
K. TTola n mOavoTtnta pid yuvdika Xwpic
PAIVOUEVIKA avwuaAia TTou o TtaTépac TNG EiXe
OAATWVIOUO KdI N UNTEPA ThC Kudpiopo, va Owaoel
OnAukd Kal dapoevikd dTopd @uaoloAoyikd av
TTAVTPEUTEI dvOpd guoloAoyikO Kdail yia TI¢ Ouo
1010TnTeg; Tldéoa amé autd Oa ceivar @opeic
KATTOIOU dTto Td Yovidid Tou OaATwviopoU R Tou
Kuapiopou;
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4. Mia koméAa pe A opdda aipartocg yévvnoe €vda

maidi AB opadac kai 01ekdIKEI TRV TTATPOTNTA ATIO
veapo A opdadac. Oa dikaiwOei;




6. 2¢ yia oikoyéveld o tatépdc €ival 0aAToVIKOC
Kdl To Hovadiko Toucg Ttaidi €ivai €miong 0AATOVIKO.

TTotol givar o1 iBavoi yovoTutol Twyv yovéwy; (O
OAATWVIOHOC oWEIAETAI O€ UTTOAEITIOHEVO
pUAOOUVOETO YoVidio).

5
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12 1a mpopara, To AeUko Xpwpa paAAiot (W)
gival EMKPATEC WC TTPOC TO paupo Xpwpa (w)
Kdl n egpavion kepdtwy (H) givar emkpaTig
w¢ TPOoC Th pn eppavion Toug (h) ota
dpoeVvIKA dTopd, dAAd uTtoTEARG oTa BnAukad
atopd. Av éva opoluyo dpoeviko TpoPATo HE
KEpATa Kal AeUkoO Xpwpa paAAiou (euyapwoel
ue €va opoluyo BnAuko mpopaTo Xwpic
KEpATA KAl Haupo Xpwia, Tolo¢ Ba eivai o
PAIVOTUTIOC TWV AdTTOYOVWY Tou¢ TN veviac F1
Kdl ThC veviac F2;

et 9N, S8, LN 4

16 INL, J/\/ '/ \'{, BIVADX
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