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O 6pOG OLKOYEVEG LEAAVWLOL XPNOLLOTIOLELTAL OTAV OE Pia OLKOYEVELO UTIAPXOUV TOUAAXLOTOV 2 CUYYEVELG TIpW-
Tou BaBuou pe peAdvwpa i TouAdlotov 3 tacxovta PEAN e omoloudnmote Babuol cuyyévela. MpoKeLttal yla
omavio voéonua kat urtoAoyiletat OtL anotelel mepimou 1o 5-12% tou cUVOAOU TWV HEAOVWUATWY. Ewg oAUEpa
£xouv Bpebel maboyodveg kAnpovopoUpeveg mapallayEg ota yovidia CDKN2A, CDK4, POT1, TERT, ACD, TERF2IP,
MITF kot BAP1 mou oxetiovtal pe to voonua. Ot popeig autwyv twv maboyovwy rapoAlaywv cuvibwg ava-
MTUoooUV HeEAAVwHA og veaprn hAwkia kal €xouv auénuévn Tbavotnta epdaviong mMoAAamAwy npwtonadbwv
HeAQVWUATWY, VW Bplokovtal o augnuévo kivéuvo Kal yla AAAeg KakorOeleg. XTo voookopueio «Avdpéag
JUyypoc» Aettoupyel to latpeio Owkoyevolg MEAQVWATOG UE GTOXO TNV EEQTOULKEU LEVN CUUPBOUAEUTLKA OTOUG
aoBeVE(g Kal TLG OLKOYEVELEG TOUC.

NEZEIZ-KAEIAIA: OLKOYEVECG LEAAVWLLO, YEVETIKO TEOT, YEVETLKH CUUPBOUAEUTLIKN

Familial melanoma is a term used in referring to families in which at least two first-degree relatives, or at least
three relatives of any degree, have a history of melanoma. It is a rare disease, accounting for approximately
5-10% of all melanoma cases. Studies of familial melanoma have identified germline pathogenic variants in the
genes CDKN2A, CDK4, POT1, TERT, ACD, TERF2IP, MITF, and BAP1, which are associated with increased disease
susceptibility. Carriers of these variants tend to develop melanoma at a younger age and/or have multiple
primary melanomas, and they also face an increased risk of other malignancies. The Familial Melanoma Clinic
operating at Andreas Syggros Hospital offers individualized counselling to patients and their families.

KEYwoORDS: Familial melanoma, genetic test, genetic counselling
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O 6poc owkoyeveg peAavwpa (familial melanoma) xpn-
OLUOTIOLELTOL OTOV OE Ui0 OLKOYEVELO UTAPXOUV TOU-
Adxlotov 800 ouyyeveic mpwtou Badpov ) TouAdxL-
otov tpia PEAN onoloudnnote Badpol cuyyEVELaG Le
LOTOPLKO peAavwpatog. Mepinov 5-10% twv acBevwv
UE HEAQVWHO €XOUV €VAV OTEVO CUYYEVH UE UEAAVW-
pa, evw 1-2% €xouv U0 I MEPLOCOTEPOUC CUYYEVEIG
UE LOTOPLKO TNC VOOoOU. To OLKOYEVEG HEAGVWHA Elval
OTAVLIO VOO A, e eminmtwon otnv Evpwrnn 1/90.000
katoikoug, kal ¢Epel tov Kwdlkd ORPHA:618 oto
Orphanet (https://www.orpha.net).

MpoOKeLTaL YLo. KANPOVOUOULEVO VOO A, LE TPOTIO
UETAS00NG EITE AUTOCWALKO ETIKPATOUVTA, E(TE TTOAU-
yovi8Lak6/moAurtapayovtiko. To YeVETIKO urtdBabpo
glval yvwoto nepinou oto 50% Twv MEPUTTWOEWYV OLKO-
yevoU¢ pedavwpotog. Ta epmAekopeva yovidia givou
udnAng Setocbutikotntag/vPnlol Kivélvou, kot sival
€€OLPETIKA OTIAVLAL OTOV YEVIKO TANBUGOUO 1 HETALL TwV
OTOPASIKWY TEPLOTATIKWY peAavwpatos. Ot dopelg
VOUETIKWY TtaBoyovwy mapaAloywy og autd Ta Yovi-
Sla €xouv auénuévo Kivouvo epdaviong LeEAAVWHATOC
oe veapn nAwia, mToAAaMAwWV TPWTONOOWV HeAavw-
patwv, f/kat AAAWVY TOMWVY KOPKIVoU, TTEPAV TOU LE-
Aavwpatog. To untdlouto 50% svééxetal va odeiletat
elte og yapetikeég maparlayecg yovidiwv mou Sev €xouv
KON aVLXVEULDEL, gite og cuvSLaoUO TtapaAAaywy o€
yovidia pétplou A xapnAol kwdivou yla pehdvwpa.

To MPWTO YOVISLO TTOU CUCXETIOTNKE |LE TO OLKOYE-
VEG MEAAVWHA KoL EKEIVO TIOU QVIXVEUETAL TILO CUXVA
gival to CDKN2A*. To yoviSio autd €xeL tnv (SLattepo-
™Tta 0Tl KWSIKOTIOLEL SU0 OYKOKATOOTAATIKEG TPWTEL-
VeC, TG p16INK4a kat p14ARF, ol omoieg cupBaiiouv
OTNV KATOOTOAN TOU KUTTOPLKOU TOAAQTIAQCLAGUOU
Kal eprmAékovtal otn puBuLon Tou oeldwTkol OTPEC.
To emopevo yovidlo mou cuvdEBnke pe tnv KAnpovo-
UKA TpodiaBeon yla peddvwpa gival to CDK4?, to
omoio KWSIKOTIOLEL pia TPWTEIVIKA KWVAon ogpivng ou
CUMMETEXEL 0T pUBULON Tou KuTTapkoU KUKAou. O
ouyxpoveg HEBodol yovotumnong odrynoav ta TeAEU-
Tola Xpovia oTnV avayvwplon Kat GAAWV yoviSLakwy
nieploxwv vPnAou kvdUVou yla HEAAVWUA, OL OTIOLEC
nieplAapBavouv: aA\ayEG OTOV UTTOKLVNTH TOU YoVvLSi-
ou TERT TOU KWOLKOTIOLEL TNV KATAAUTIKY UTTOHOVASQ
¢ telopepdong?, Ta yovidio POT1, ACD kou TERF2IP
TIOU OXETI{OVTaL LLE TNV MPOOTACIO TWV TEAOUEPWV Kt
oL MPWTElveG TOUC amoTteAoUV HEPOG TOU GUUTIAOKOU
shelterin?, kot To yovi6Lo BAP-1 1ou £XEL KEVIPLKO pOAO
oTn pUBULON TOU KUTTAPLKOU KUKAOU, TNG KUTTAPLKAG
Sladoporoinong kat tng andnTwong.

MoAU onuavtiky eival n avayvwplon ta Teheutaia
XPOvia. AAAWV KOKONOELWV (EKTOG Ao TO MEAAVWUA)

AN
APOPO INOMHSE

mou oxetilovtal Pe Ta CUYKEKPLUEVA yovidia. EvOel-

KTLKQ, oL popeig petaAAdéewv oto CDKN2A £xouv £€wg

17% muBavotnta vo epdavicouv KapKivo taykpEatog

péxpt TNV NAkia Twv 75 etwve, kat 59% wg tnv nAt-

Kia Twv 85 va epdavicouv Kapkivo Tou pHaotou, Tng

KebaAnG Kal TpaxnAou, Tou MveUova, Tou olcoda-

YOU, TOU OTOUAXOU 1 veavikn ofela AepdoPAacTikn

Aeuyawuia’. Avtictowa, maboyovee mapallayéC oTo

BAP-1 cupBaAlouv otnv avamtuén ektog Tou deppa-

TikoU Kol 0pOOAHKOU HEAAVWHATOG, OTNV gUdAVLION

ATUTIWV UEAOVOKUTTAPLKWY OYKwvV (BAP1-inactivated

melanocytic tumors, BIMTs)8, pecoOnhwparog, ade-

VOKOPKLVWHUATOC TOU TIVEUUOVQ, HUNVLYYLWUATOC, XO-

AQLYYELOKOPKLVWLOTOG, VEUPOEVEOKPLVLKOU KOPKLVW Q-

TOG, KAPKIVOU TwV VeEPPwWVY, TOU HAOTOU, TOU CTOLAXOU

kot Tou Bupeoetdouc®. Exel umtoloytotel OtL 63.5% Twv

dopwv yapetikwv napalaywv oto BAP1 Ba epdavi-
0oLV ToUAdxLoTov 1 amd autolc Toug Gykoug®.

Ol OLKOYEVELEG LIE OLKOYEVEG UEAGAVWUO UTTOPOUV
va eheyxOoUlv yeveTikd, va urtoBAnBouv SnAadn ot ye-
VETLKO TEOT, yLla va SlamiotwBel av ta maoyovta HéAN
£€xouv taBoloyLkeg aANayEG ota yvwotad yovidia udn-
AoU KwvdUvVoU yla HEAGVWLLAL.

To latpeio Owoyevolg Mehavwpatog tou Noco-
KOMElOU «AvEpEag Zuyypog» Asttoupyel ota mMAalola
Tou Kévtpou Mehavwpatog kat Kapkivou tou Aépua-
ToG Tou Noookopeiou. To latpeio €xel motomnoinon ISO
9001, kot €xel avayvwplotel wg Kévipo Epmelpoyvw-
poouvng. Ot unnpeoieg mou mpoodEpel To latpeio me-
plAappavouv:

1. EmuPBeBaiwon tng SLayvwong olkoyevoug eAavw-
MOTOG HECW AEMTOUEPOUC KATOYPOPHG TOU OTOUL-
KOU KOl OLKOYEVELAKOU LOTOPLKOU Kal oXedLOoOoU
yeveahoykoU S€vtpou.

2. Evnuépwon kat cUUBOUAEUTIKY) acBevwy. ETUTAE-
oV oTa TAQ{oL0 CUCKETLONG TOU OLKOYEVOUG UEAQ-
vwHatog Pe aAAoug Kapkivoug culnteital n onuo-
ola éykalpng Stayvwong AAwv TUTIWV KApKivwy.
Ot 0dnyleg autég e€atopikevovTal avaAoya HE TO
OTOMLKO KOlL OLKOYEVELAKO LOTOPLKO.

3. Anpoupyia Blotpanelog yia t Ste€aywyn emotn-
HoVLKoU €pyou. Xta mAaicla gpeuvnTikol TPWTO-
KOA\ou Slevepyeital YeveTikog Eheyxog Ue aAAnAou-
Xlong emopevng yevidg (NGS). Ma to okomd autod
€xeL oxedlootel mpooappoopévo panel yla peAETn
€wviwy Twv yovidiwv uPnAol kvduvou Tou OXETI-
{ovTal e OLKOYEVEG MEAQVWUAL.

4. Napamopnr twv acBevwy mou emBupoUV Tn Sie-
VEPYELX YEVETIKOU TECT YLa SLOyVWOTIKOUC AOyoug
oto Epyaotriplo Moptlakng Mevetikng tou AvBpw-
mov, IMPETEA, EKEDE Anudkpltog. 2 OAeG TIG Ma-

EAAHNIKH ETMOEOPHYH AEPMATOAOTIAY. - AGPOAIZIOAOITAY
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7. Aivetal n duvatdtnTa va TIPOCEPXOVTAL GUYYEVIKA
MEAN ylo EVNUEPWON, CUUBOUAEUTIKN, Kot Tibavi
TLAPOTIOTTI) YLOL SLEVEPYELA YEVETLKOU EAEYXOU.

PATIAVW TIEPUTTWOELG TIPEXETAL YEVETLKI CUpBOU-
AEUTLKA TIPLV KAl LETA TOV yoVISLaKO €Aeyxo. MEow
NG ouvepyaoiag pue To EAANVIKO Aiktuo Moplakng
Oykoloylog (EAIMO), €xel SpopoloynBet n dwpedv
TaPOoXI QUTNG TG UTnpPEeaiag, akoAouBwvrtag npo-
TUTTOTIOLNUEVN SLaSLKAGLO TTOPATTOUTTAG.

5. AgpuaTOOKOTIKA TaPpOaKOAoUONoN Kal oAocwun
3D anewovion (VECTRA WB360).

6. OL dpopeic maboyovwy mapaAlaywy TAPOTEUTO-
VTaL yla screening oXETLW{OMEVWV KOPKIVWVY, TTY OL
dopeig petarlatewv oto yovidlo CDKN2A maparé-
LITOVTOL Yot EAEYXO KOPKIVOU TOU TTAYKPEATOG.

210 latpeio Owkoyevoug Melavwpatog apakoAouBou-
vtal mavw anod 200 acbeveig Ue OLKOYEVEG HEAGVWHQ
artd Toug Omoloug oL TtepLocOTEPOL £Xouv UTIOBANBEL
OE YEVETIKO £AeY)0. € MO000TO 32% oL acBeveig mou
€KOVOV YEVETIKO €Aeyxo Ntav dopeic maboyovwy ma-
paAhaywv Tou CDKN2AC, urntoypappilovtag tnv afia
NG YEVETIKAG CUPBOUAEUTIKAG KOL TOU YEVETLKOU TECT
0€ aUTO Tov MANBUCUO.

ShiJ, Yang XR, Ballew B, Rotunno M, non-melanoma cancers in first-degree

relatives of CDKN2A mutation carriers.
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