TEXNOAOTI'TKO EKIMAIAEYTIKO
IAPYMA HIMEIPOY

2XOAH ENMAITEAMATQN YIEIAZ KAI MTPONOIAZ
ATEI HNEIPOY
TMHMA AOIOGEPATMEIAZ

TA 2YNAPOMA NOY APOPOYN TON AOrOGEPANEYTH (C-D)

21TOoUudAOTPIEG:
MNaiAatoyAou Bipyivia A.M. 12866
KoBe Oupavia A.M. 11865

EionynTtAg: K. Ta@iadng Aiovuong

lwavviva 2014



ANTI MPOAOI QY

<< AuTo Tou Kdvel Tnv Eono ouopen Eivar orr kdmou
KpUBe1 éva mnydor...l> >

Avtoudv Nte Zev EEimepi



NEPIEXOMENA

CARTILAGE- HAIR HYPOPLASIA SYNdrome. .........c.oeeveiieie e eeiieieiaenn
CARDIOFACIOCUTANEQU Syndrome ........cccoevviviiennennn.
CARPENTER SYNArOmMe......cuiiii it it it e e e e e e e
CAT EYE SYNUIOME. ...ttt it it e e e e e e e e e e e e
CATEL MANZKE SYNAIOME. .. cu ittt it it e e e e e e e e e e e e
CEREBROCOSTOMANDIBULAR Syndrome..........cooeeiiiiiiinecie e eneannn
CEREBROOCULOFACIOSKELETAL Syndrome..........cooovviveiieiienennnns.
CHARGE ASSIOCIATON ... e e e e
CHRISTIAN SYNAIOME. .. ot et e e e e ee e
CLEIDOCRANIAL SYNArOmMEe. .. .. ittt e e e e e e e e
CLOUSTON SYNAIOME ... .ttt it e e e e e e e e e e e e e aen e
COFFIN-LOWRY SYNUIOME..... ettt ittt e e e et e aeaeenes
COFFIN-SIRIS SYyNdrOme. .. ... c.uiuiie ittt e e e e eae e
COHEN SYNAIOME.... et e et e e e e e e e e e e
COCKAYNE | SYNArome.... oo e e e e e
COCKAYNE 11 SYNArome......ouiiii it e e e e e e e
COCKAYNE H SYNArome......oeii i e e e e e
COWNDEN SYNOIOME. .. ettt et e e e e e e e e e e e aeea e
CRANIOFRONTONASAL SYyNdrOome......c.ocuiiiiiiaiee e e e e e eeeeeeen

CRANIOMETAPHYSEAL SYyNdrOome........ccoiiiuiii i e e e

21

24

.26

.29
.33
.35
.38
41
43
.46
.49
.51
.53
.56

.59



CRI-DU-CHAT SYNAIOME.. .. ettt e e e et et et e e et e aeenaes
CROUZON SYNAIOME. .. ...ttt e e e e e eae e een s
CRYPTOPHTHALMOS SYyNdrome.......ccouiiuiiiiinieiieiee e e e e e aen e
C S NAIOME . .. e e e e

BIBAIOTPADIA. .. ... e e e e e e
DE BARCY SYNUIOME ... .ttt ittt e e e et e ee e e e e aeen e
DE LANGE SYNArOmME. .. ...t e e e e e e e e e e ean s
DIASTROPHIC DYSPIASIA. .. ... eeieieie et e e e e e e
DISTAL ARTHOGRYPOSIS Syndrome........c.ccoiiiiiiiiiiie i e e
DOWN SYNUIOME... ..ttt e e et e e e e e e e ae e e
DUBOWITZ SYNAIOME. .. ...ttt et e et e e e e e e e e aeeens
DYSKERATOSIS SYNUIrOME... ...ttt e e e e e e ee e
DYSOSTEOSKLEROSIS Syndrome...... ..o v e

BIBAIOTPA®IA. ... e

...62
...65
...68
...69
.73
...718
...80
...84
...86
...88
.91
...95
...98
..100

...102



EYXAPIZTIEZ

Exk@paloupue TIC BEpUEC PAG EUXAPIOTIEC , TTPOG TOV KUPIO Tagiadn
Aiovuon, emBAETTOVTIO KAl KABOdNyNTr ] TNG TITUXIOKAG MAG
epyaciag. Etmiong , 8a 6EAaue va euxXapIoTHOOUNE TOUG KaBNyNnTEG-
TPIEG TNG OXOAAC MOC YIA TIC YVWOEIS KAl TNV TTOAUTIMN BorBcia
TTOU MOG TTPOCEPEPAV KaB'OAN TNV OIAPKEId TWV OTTOUdWYV MOG.
TENOG, €va PEYANO €UXOPIOTW OTIC  OIKOYEVEIEC MOC TTOU E€ival
TTavTa OITTAQ Yag Kal Jag otnpifouv.



NEPIN\HY¥YH

2TnNV TTapouoa TITUXIAKNA epyaoia e¢etdlovial Ta oUVOPONA TTOU
¢ekivouv atré 1a ypdauuara C kar D kal uttdpxouv oTto BIBAio
“Syndrome Identification for Speech Language Pathology” Tou
Robert Sphrintzen . O OKOTTOC TNG €pyaciag auTr¢ ival N cUAAoyn
TTANPOPOPIWYV KAl VEWV OTOIXEIWVY YIa Ta OUVOPOUa auTd, NECA aTrod
OnMooIEUPEVa  EYKUPO  ETTIOTNUOVIKA GpBpa  kal  BiRAia. Ta
ouvdpopa TTou TrapatiBevral oxetiCovral Pe dlATAPAXESC OiTIONG,
AGyou, avtriixnong, owvnong, @wvng, YAWoOIKAG avatTug¢ng Kal
akong. EmmmAéov, uttdpxouv OToIXEia yia TNV avayvwpion Twv
OuUVOPOUWYV, TNV TTPOYVWOT, TNV AITioAoyia Kal TRV EEAIEN. AKOUN,
TTOAU onuavTika €ival Ta oToixeia TG d1apopodidayvwons Kabwg
dl0QOPOTTOIOUV TA CUVOPONA OTTO KATTOIA AAAQ HE ATTOTEAECHA TN
ypriyopn Kai KataAANAn AoyoBepaTtreuTiki avTiyeTwtmion. TEAog, Ta
KAIVIKG oToIXgia TTou €TTNPeddouv TO OWUA, CUPBAAouv Kal autd
oTn ocwoTh dldyvwon Kal dia@opodidyvwon Kabwg Kal oTnv
KATAAANAN QVTIUETWTTION TOUG.



Cartilage — Hair Hypoplasia

Emiong yvwoté wg Metaguolkp xovdpoduotrAacia (Metaphyseal
Chondrodysplasia), Tuttog McKusick.

Mepiypdetnke yia 1pwtn @opd amd Tov McKusick 10 1964. Eival pia
dlarapaxy TNG AVATITUENG TWV OCTWV TIOU XAPOKTNPEICeTal atrd KOvTo
avaoTNUa, avwUaAieg Twv PoAAIWY, TNG 000OVTOOTOIXIAaG Kal TOU dEPUATOG.
ApxIka 1TpocdlopioTnke oTov TTANBuoud Amishtwv H.M.A ka1 0Tn ouvéxeia Kal
otoug PiIAavdouc. H diatapayr €ival TTOAU oTrévia oTo yeviKO TTANBUCO.

Aimiohoyia: Autéowpun  uttoAermmopevn  kKAnpovould. To  yovidlo  €xel
xaptoypa@nBei oto 9pl3.

Alatapaxég Adyou: YTTapxouv apBpwTikEG AAAOIWOEIS AOYW TWV OOOVTIKWY
AVWHAAIWV.

Ailatapayég oitiong: Asv ekdnAwvovTal dilatapaxEg oiTiong.
Alatapaxég akong: H akon gival uoloAoyikr).

Alatapaxég pwvnong: H ewvr) gival opiIouEVESG QOPES Bpaxvh.
Alatapayxég avrixnong: H avrixnon gival uoloAoyikn.

Mwoolikég dlarapaxés: H yAwooik Kal n yvwoTIK avarmTugn €ival
(PUOIOAOYIKEG.



ZuoTAHATA mou gmrnpeadovral MEPICOOTEPO: AvartrTugliako,
KPQVIOTTPOOWTTIKO, AKPA, OKEAETIKO, AVOOOTTOINTIKO, AIMATOAOYIKO, DEPUATIKO,
00OVTIKO, YAOTPEVTEPIKO.

e Avarrtugiakd: H  TTpoyevvnTIKy  ATToTUXia  QVATITUENG  €XEl WG
QATTOTEAEOUA TO KOVTO avACTNPA KATA TN yévvnon Kal TNV METETTEITA
wn.

o KpavioTrpoowTTKG: BpaxukepaAia.

e Akpa: BpaxudakTuAia, Kovid dAkpd, OUCKOAIQ OTnV E€TTEKTAON TwV
AYKWVWYV, OUOTTAACIEG KOVTA OTA GKPA TWV POKPIWY O0TWV OTA XEPIA
Kal oTa TTOdI0.

o JkeAeTikG: Oo@uikp AOpdwaon, XovopoduoTrAaoia, KOVTH Kvhun,

TTPOEEEXOV OTEPVO, OKOAIWON.

e AvoooTtroinTikG: KUTTaPIKI) aVOOOETTAPKEID (AVETTAPKEIQ T- KUTTAPWV),
QVETTAPKEIA AVTICWHATWV.

e AIUATOAOVYIKO: avaldia, OUBETEPOTTEVIA, AEUKOTTEVIA, AEPQOTTEVIO.

o Aepuarikd: AouvriBIoTa AVOIXTOXPWHO OEPHA  (ATTOXPWHATIONOG),
apaid paAAid, duouopea vuyla.

o OdbovrtikG: OdOVTIKEG aVWHAAIEG, JIKPA OOVTIA.

o [aoTpeviepikd: TPWKTIKA OTEVWOTN, OICOPAYIKA aTPNoid, KOIAIAKO
ouvdpouo, vooog Hirschsprung.

e AMa: YWnAOTEPOG KivOUVOG QVATITUENG KAPKivou, IDIAITEPO KATTOIWV
KAapKivwv Tou OEpuaTtog (BOOIKOKUTTOPIKO KapKivwua), Asuxaidia,
AEpowpa.



ESEAEN kai rpdyvwon: H Tpdyvwaon Bepartreiag gival KaAn.

Alagpopodidyvwon: Metaiu ToU peYyGAOU apIBUOU TwV XOVOPOTTAACIWY
oupTtrEpIAapBavovtal o Tutrtog Schmid kai To ouvdpopo Corandi — Hunerman.
O1 avwpaoAieg NG Tpixouiag kai 7o dlaTapayuévo avoooTroinTIKG ouoTnua,
dlakpivouv Tnv diatapayr atro TIG AAAEG.



Cardiofaciocutaneous Syndrome

Etriong yvwot6 wg: CFC syndrome

To KapdIo-TTPOCWTTO-OEPUATIKO OUVOPOMO, gival £€va OTTAVIO OUVOPOUO TTOU
eTnNpeddel TTOANG pépn TOUu OWMOTOG, €I0IKA TNV Kapdid (cardio-), Ta
XOPAKTNPIOTIKA TOU TTpoowTrou ( -facio), To dépua kai Ta paAAid (-cutaneous).
Ta emnpeaocpéva  Atoya ep@avifouv €1Tiong KaBuoTepnUEVN AVATITUEN Kal
VONTIKI UOTEPNON, TTOU KUPAIVETAI a1TO PETPIO €WG ooBapr). EkTiudaral oTi 10
OUVOPOMO ETTNPEACEI OIOKOOIA PE TPIAKOOIA ATOUA TTAYKOO UiWG.

AiTioAoyia: Autéowpun UTTOAEITTOUEVN KAnpovopid. To oUuvdpouo UTTOPEI va
TTPOKANBEI atrd PETAANGEEIC oe diagopa yovidia. O1 HETAAAAELEIG OTO YyoVvidIo
BRAF¢ival 1m0 Oouxvég, avTITpoowTrevoviag 10 75% pe 85% OAwv Twv
TEPITTTWOEWYV. Eva PIKPOTEPO TTOOOOTO TTPOKUTITEI ATTO PETAAAALEIC OE €va
ato 1a yovidila MAP2K1 kai MAP2K2. AlyOTEPEG TTEPITITWOEIG TTPOKAAOUVTAI
amo peTaAAGEelc oTo yovidlo KRAS. Ze opiopéva daropa Oev  UTTAPXEI
METAAAAEN O€ KATTOI0 aTTd TA TTAPATTAVW YoVvidla, YEYyovog TTOU ATTODEIKVUEI OTI
ouvdéovtal €1Tiong dAAa yovidia pe 1o CFC.

Alatapaxég Adyou: H dapBpwon civar ouxva etaoBeviopévn Adyw ToU
PTWYOU OTOUATIKOU OUVTOVIOHOU.

Alatapaxég oiTiong: AUOKOAIEG OTIG TTPWTEG TTPOOTIABEIEG BNAACHOU AOyw
TNG UTTOTOVIOG TTOU EUPAVICETAI VWPIG.

Alatapaxég pwvnong: Asv €xouv ava@epBei dlaTapaxEG aTn Gwvnorn.

Alatapayég avrixnong: Aev £xouv avagepBei dilatapaxEg otV avixnon.

Mwoolikég diatapaxés: H yAwooikh ikavotnTa kabuoTepei Kal £§aoOevei
TAUTOXPOVA UE TNV OUVOAIKA YVWOTIKY £A0BEvIon.
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ZUCTAMATO TTOU €TTNPEAOVTAl TTEPICOOTEPO: Kevipikd VEUPIKO oUOTNUA,
KPAVIOTTPOOWTTIKO, AVATITUEIAKO, OQOAAUIKO, dEPUATIKO KAl KApdIaKO

o KeviplkO VEUPIKO ouoTnua: NonTikr uoTépnon

o KpavioTTpoowTrikG: Makpoke@aAia, HEYAAO METWTTO TIOU OTEVEUEI
QVWHOAQ OTOUG KPOTAPOUG, WIKPO TTnyouvl, TTIECUEVN PIVIKN pida,
XOAMNAG TOTTO0ETNUEVA KAl TTEPIOTPOPIKA QUTIA.

e Avarrruén: Kovro avaotnua

o O@BaAuiké: MeooBAe@dplia oxliohr ME  KAiOn Tpog 1A KATW,
BAepapdTTTWON, uTTEPTEAOPIOUOG, VUOTOYMOG, OTPARIONOG,
AOTIYUATIOPOG, HUWTTIA )/ KAl UTTEPPETPWTTIAL.

o Aepuatikd: AeTTd, apaid kal oyoupd HOAAIG, AETTTA vuyia, apaid n
KaBoAou @pudia, UTTEPKEPATWOT, IXBUWON, HEAQYXPWHMATIKOI OTTIAOL.

o Kapdlakd: 2UyYeveEIG avwpolieg TG Kapdid €xouv avagepBei oTo
MEYAAUTEPO TTOCOOTO TWV ATOPWYV ue CFCouvdpopo.

ESEMEN kai Mpéyvwon: O TrepIopIopPoi KATA TNV €KTEAEON €UPEVOUV Kal
MTTOPEI va TTEPIOPIcOUV TNV TTPO0O0 Tou AGYyOoU Kal TNG OUIAIAG.

Alagpopodiayvwon: O1 KpavioTTpoowTTIKEG EkdNAwoeIG Tou CFC ouvdpouou
gival TTapOPoIEG PE EKEIVEG TTOU TTapaATnPEouUvVTal o€ TTaidIid Pe OoUVOPOUO
Noonan, 10iwg ekeivwv KATW TwWv S5 1 6 €TwWv. AgpPATIKEG AVWHAAIEG
TTapaTtnpouvTtal cto CFCoUvOpOoNOo Kal OTA GAIVOTUTTIKA TTapouola Noonan Kal
Castello ouvdpoua, woTéoo n KAIVIKA TTapouciacn €ival dIAQOPETIKY KAl O€
OPIOUEVEG TTEPITITWOEIG UTTOOEIKVUEI TN dIAyvwon.
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Carpenter Syndrome

Etriong yvwoTto wg: AKpoKeEQPAAOTTOAUCUVOOKTUAIO

H TpwTtn meplypa@r) tou ouvopouou £yive To 1901, woTtdoo avayvwpioTnke
WG geEXwPIoTH voooloyikr) ovtotnTa 10 1966 (Temtammy A.E). Eival pia
OTTAvIA QUTOOWMIKN UTTOAEIMTOPEVN  dlaTapayr. Xapaktnpifetar amd Tnv
TPOWPN OUVTNEN OPICUEVWY OO0TWV TOU Kpaviou ( Kpavioouvootwon ),
QVWHOAIEG TWV XEPIWV KAl TwV TTOdIWV, KABWG Kal GAAA avaTTTugIaka
TpoBANuara. lNepioodTepeg amd 60 TEPIMTTWOEIG TNG dlATAPAXG €XOUV
KATAYPOQEI.

AimoAoyia: KAnpovopeital pge TOV QUTOOWHPO UTTOAEITTOUEVO  XOAPOKTPA.
MpokaAeital atré peTaAAGgelg otayovidla RAB23 1 MEGFS.

Alatapaxég Adyou: H AekTIKr €k@pacon, Baci{OPeEVN OTN YVWOTIKA KATAOTAON
KAl OTIG KPAVIOTTPOOWTTIKEG AVWMAAIEG, KUMAIVETAI OTTO QUOIOANOYIKN £WG
ooBapd e¢acBeviopévn. H diatapayuévn apBpwaon €ival amroTéAeopa Twv
00OVTIKWYV aVWHAAIWV (KaK oUYKAEIon dOVTIWV) Kal TNG MIKpoyvaBiag.

Ailatapaxég oitiong: e aoBeveig pe oofapr) veupoAoyikry BAGRN, n oition
dlaTtapaooeTal AOyw TNG UTTOTOVIaG.

Alatapaxég akong: H eravalapBavouevn opwdng Kai Tuwdng péon writida
OXETICETAI JE TNV KOVTR KPAVIOKN BACN Kal TNV a@UOIKN aVOTOMIa TOU PNECOU
auTiou. H veupoaioBnTApia atrwAeia akong ouvavTtatal oTropadikd.

Alatapaxég pwvnong: Asv £xouv ava@epBei dlaTapaxEeg euvnong.

Alatapaxég avrixnong: H UTTEPPIVIKOTATA KAl N UTTOPIVIKOTNTA €£XOUV
TTaPATNPENOEi O€ OPICPEVEG TTEPITITWOEIG.
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FAwooikég dlatapaxég: H YAWOOIKr) avatTugn eacBevei O€ TTEPITITWOEIG PE
YVWOTIKA €6a00€vion.

ZUCTAMATO TTOU ETTNPEAJOVTAl TTEPICCOTEPO: KPAVIOTTPOOWTTIKO, AKPQ,
avaTrTuglako, KNZ, kapdiako, o@BaAuIKoO, yevvnTIKA opyava

e  KpavIOTTPOOWTTIKO: [d16popPO TIPOCWTTEIO ME OIAKPITIKA
XOPAKTNPIOTIKA TTPOOWTIOU OTTWG, ETTITTEdN PIVIKA yEQUPA, auTid
XOAMNAG TOTTOBETNUEVA KAl AVWUOAQ SIAPNOPQWMEVA, UTTAVATITUKTN AVW
Ka/fl Katw yvaBo (utrotrAacia), uTTEPTEAOPIOPOS 1) UTTOTEAOPICHOG,
KpavioouvooTwaon A TTpwIYN OUYKAEION TWV KPAVIOKWY 00TWYV, N OTToid
MTTOPEI va TTPOKOAECEI KPAVIOTTPOCWTTIKI) QCUUMETPIAL.

o Axkpa: Kovta dkpa xepiwv f mmodiwv (BpaxudakTuAia), TToOAUdOKTUAIQ,
OUVOAKTUAIO

o AVATITUEN: 2XETIKA KOVTO avAoTnua oOTnv  TTAEIOVOTNTA  TWV
TTEPITITWOEWV.

o KevipikO veupik® ouotnua: H vontiki uoTtépnon Bewpouviav TTwg
atmoTeEAOUCE  XAPAKTNPIOTIKO  TOu  ouvdpdpou. H  @uoloAoyikn
vonuoouvn €xel TrapatnpnBei. O1 KpaviokEéG avwualieg YTTopei va gival
UTTEUBUVEG YIa TNV diavonTIK KaBuoTEPNOT, KABWGS EPUEVEI OE TTOAAOUG
a00eveig, aKOPA Kal JETA ATTO TN XEIPOUPYIKNA ETTEURAON.

o Kapdiakd: >UhQwva PE ava@opd oTtnv 1aTpikh BIBAIoypagia, TrepiTrou
10 1/3 €wg 10 Y2 TO ATOPWV pE ouvdpouo Carpenter PTTOPEi va
EM@aviel avaTtouikEG dUOTTAACiEG TNG KAPOIAG ( OUYYEVEIG avwUaAieg
TNG KAPOIAG), METAEU TWV OTIOIWV MIO TTAPAUOPPWON YVWOTH WG
TeTpaloyia Tou Fallot.

o O@BoAuiké:  APBabeic  koyxol,  €E6@BaApog,  utrEPTEAOPIOUOG,
UTTOTEAOPIOUOG, AayOPOAANOG, €TTIKAVOOG Kal avTIHOyYOAOEIdNG OXIOUN
BAe@dapwv.

o [evvnTika Opyava: Emmmmpdobera euprjparta utropei va trepiAauavouv
TNV Kpuyopwia Kalr Tov utroyovadiopd ( €ANITTAG Asimoupyia Twv
OPXEWV).
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Mpdéyvwon Bepatreiag: H Tpwinn XEIPOUPYIKA £TTEPRACN OUVIOTATAI KABWG
TTpoAapBavel ) diopBwvel TN TTPOWPN CUYKAEION TWV KPAVIOKWY OOTWV. ZE
MEPIKEG EKOEOCEIG, HANIOTA, QAIVETAI OTI N XEIPOUPYIKN €TTEPPaON Bonbdel oTnv
TTPOCANYN TNG TTVEUPATIKAG KaBuoTépnong.

Alagopodidyvwon: H kpavioouvootwon ( 1 KPAVIOKEG  AVWHOAIEG)
evrotriCovral Kal ota ouvdpoua Crouzon, Pfeiffer, Apert, Sakati, Saethe-
Chotzen. H tmoAudakTuAia aTTOTEAEI ONUAVTIKA €KORAWON OPICPEVWY ATTO TA
OTOMATIKO-TTPOOWTTO-OAKTUAIKG oUuvdpopa (oral-facial-digital — OFD).
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Cat eye syndrome

Emriong yvwoTté wg: CES, PEPIKN TETPACWUIA TOU XPWHOOWUATOG 22,
invdup (22) (g11), ouvdpopo Schmid—Fraccaro

Eivalr pia omrdavia yevetikr) diatapaxry TTou XapakTnpEifetal atrd tnv utrapén
EVOG UTTEPAPIOUOU XPWHOOWHATOG TTOU TTPOEPXETAI ATTO TO XPWHOOWUA 22,
ME éva PETABANTO QaIVOTUTTO TTOU TTEPIANAUPBAVEI aTpnoia TTPWKTOU, KOAOBWHA
opBaAuoU, TTpowTiaia deppaTIKG onuadia kal oupiyyia. O 6pog «udT TNG
yatag» emmivononke atod tov Gerald, e€aitiag TNG OMOIOGTATAG TOU KATAKOPUPOU
KoAoBwpartog TNG ipidag pe TNV KABETN KOpn TOUu patioU TnG yarag. H
TAnBuo ok cuxvoTnta givar 1:50.000 — 150.000.

AiTioAoyia: To atouo pe To ouvdpopo Cat eye £xouv ETTITTAEOV XPWHOCWHIKO
UAIKO, TO OTTOiO @aiveTal oav “O€iKTNG” TOU XPWHUOCOWHATOG OTOV KAPUOTUTTO.
To HAPKAPIOPEVO XPWHUOOWHA ATTOTEAEITAI ATTO TOV KOVTO Bpaxiova kal éva
TUAMA JAKPIOU Bpaxiova Tou xpwpoowuatog 22 otn (wvn qll (22911).

Alatapaxég Adyou: Tnv opihia emrnpeddel n kaBuoTtépnon TnNG KIVNTIKAG
QVATITUENG Kal TNG EAAEIPNG CUVTOVIOUOU, TTOU PTTOPEI va gival atrd ATTIA €wg
ooBapn. H uttepwiooxioTia ocuvavTatal Cuxva Kal JTTopEei va odnyei otn Xprion
QVTIOTABUIOTIKWY  apBpwWTIKWV  HOTiBwy, &gaitiag NG PAEVOQAPUYYIKNG
QVETTAPKEING.

Alatapayxég oitiong: H utrotovia iowg duokoAeuel Tn oition. MapoAa autd
OEV UTTAPYXEI ONUAVTIKO TTPORANUA.

Alatapaxég akong: H amwAesia akong eivar ouyxvhl. H pikpwTtia Kal n
ATTOPPALN TWV ECWTEPIKWY KAVAAIWY TOU QUTIOU, TTAVTA, KAl TTEPIOTACIAKA KAl
o€ aoBeveig TTou dev epaviouv OUOUOPPIES, £XOUV WG ATTOTEAECUA Bapnkoia
aywyiuotnTag. H avtIANTITIKA atTwWAEIa aKONG Oev gival TOOO auxvr}, aAAG £XEl
aAvOQEPDBEI.

Alatapaxég pwvnong: Acv €xouv ava@epBei dlaTapaxEg aTn Gwvnorn.
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Alatapaxég avrixnong: H utreppivikOTNTa ouvnBieTal WG ATTOTEAECUA TNG
UTTEPWIOCXIOTIOG.

FAwoolikég diatapaxég: 2uviiBws n YAwWoOoIKr kaBuoTtépnon gival ATTa. €
TTEPITITWOEIG COBAPAG YVWOTIKNG AVETTAPKEIAG, N dlaTapayr TNG YAWOooag
KupaiveTal ammd PETPIa Ewg ooBapr).

ZUCTAMATO TTOU €TTNPEAOVTAl TTEPICOOTEPO: Kevipikd VEUPIKO oUOTNUA,
0POAANIKO, auTId, KAPOIOKO, VEQPIKO, YAOTPEVTEPIKO KAl OKEAETIKO.

o KeviplkO veuplikd ouotnua: Opiouéva atopa pe ouvdpopo CEExouv
QUOI0OAOYIKI vonuoouvn. QoTO00 TTOANOI €XOUV OPIOKA QUOCIOAOYIKN
¢wg NAma dlavonTikr KaBuoTépnon, N, AlyOTEPO OuxVvo, HETPIA
KaBuoTépnon. 'Exouv €1Tiong ava@epbei oTTavia TTEPITTTWOEIS COPRAPNG
VONTIKNG UoTEPNONG.

o O@BaAuiké: KoAdBwpua Tng ipidag Kal Tou Xoplogidoug o€ 65% Twv
TEPITITWOEWY,  UTTEPTEAOPIOUOG,  MIKpo@BaAuia. O  ouyyevAg
KATaPPAKTNG EXEI avaQEPBEi TTEPIOTATIOKA.

o Autid: MIKPd, TTPOECEXOVTA AUTIA, TTPOWTIAIEG ETIKETEG )/KAI KOIAWUATA.
o Kapdlakd: >UyyeveiG avwpdaAieg TG KapdIdg, KUpiwg OAIKN avwuaAn

TIVEUMOVIKA QAEBIKN TTIOTPO®NA ) TETPpaAoyia Tou Fallot

o Ne@pikd: Negpikry duoTrAacia, uttTavaTTuén Kai/fj atroudia evog i Kal
Twv OUO veppwv (Povopepns N OINEPAG VEQPPEIKN UTTOTTAACIa Kal/f
ayeveaia), UTTapgn evog TTITTAEOV VEQPOU (UTTEPAPIOUA VEQPQ)

o [aOTPEVIEPIKO: AQUOIKN TTPWKTIKA B€0n 1 TTPWKTIKA aTpNnCid, aTEAAS
TTEPIOTPOPN TOU AVW TTAXEWG EVTEPOU.

o 2KEAETIKO: 32KOAiwON, avwuaAn ouvinén OpICPEVWY OO0TWV OTN
OTTOVOUAIK}  OTAAN, OKTIVIKA OTTAQCIA, OUVOOTEWON OPICHEVWV
TAEUPpWY,  ATTOUCIO  MEPIKWY  OOKTUAwV  OTO  TTOdI  Kai/n
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OAANAOETTIKAAUYWN  TwV  peEYOAWV  OAKTUAwV Tou Trodiou  Kal/f
€€pBpwon Ioxiwv.

Mpdéyvwon Bepatreiag: H mpdyvwon tnG Bepatreiag eCaptdral amd Tn
ooBapdtnta TnG dlavonTiknG kabuoTtépnong. Oplouéva BpEen PE Autd TO
oUVOpOMO Oev €mloUV €CAITIOG TwV KAPOIOKWY KAl TWV  VEPPIKWV
avwpoAiwy. O1 TTepIocdTEPOl aoBeveig €TTICOUV Kal £XOUV  (PUOIOAOYIKN
dIapKeIa CWNAG.

Alapopodidyvwon: To o@BaAPIKO KOAOBWUA, TO OTTOI0 CUVOEETAI UE TIG
QVWHOAIEG TWwV QUTIWV, TNV TIPWKTIKA ATPNOia Kol TN  YVWOTIKA
kaBuoTtépnon eP@avi¢etal kalr oto ouvdpopo CHARGE. H artpnoia
TIPWKTOU, Ol VEQPPIKEG AVWHAAIEG Kal N akTIVIKA duoTTAacia evroTriCovTal
kai oto VACTERL.
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Catel-Manzke Syndrome

Etriong yvwoTé wg: ouvdpopo Palatodigital

To ouvdpoupo Catel-Manzke ce€ival pia OTTAvia YEVETIKR) diatapaxr Trou
oxeTiCeTan pe TNV akoAouBia Pierre Robin kal avwpaAieg Twv dakTUAwWV. H
aimioAoyia  €xel ava@epBei OTI OXETICETAI PE TO YXPWHOOwWHa X Kai gival
UTTOAEITTOPEVN, AANA OPIOUEVEG TTEPITITWOEIG O ONAUKG €xouv ava@epBei
AUEIORNTWVTAG TNV UTTAPEN TPOTTIOU OUVOEONG ME TO Xpwuoowpa X éoov
agopd TNV KANPOVOUIKOTNTA.

AimoAoyia: AyvwoTn. ApxiKa €ixe uttoTeBei OTI TTPOKEITAI YIA UTTOAEITTOMEVN
KANPOVOMIKOTNTA OXETICOPEVN ME TO XPWHOOWHA X, aAAG TTEPITITWOEIS O€
OnNAUKG €xouv ava@epBei Kal o ouyypapéag €xel el éva BnAukd veoyévvnTo
TToU UTTOONAWVEI OTI N dlaTapaxn €ival AUTOCWHIKH.

Alatapayxég Adyou: : H pikpoyvaBia gival ouyxvo XapaktnploTiKO Kal odnyei o€
KOKI OUYKAEION Twv OOVTIWV KAl UTTOXPEWTIKG o@AAyaTta Béong. H
UTTEPWIOOXIOTIA MTTOPEI €TTiIONG va odnynoel O€ AVTIOTOBUIOTIKA TTPOTUTTA
apbpwaong.

Alatapaxég oitiong: Adyw TnNG TrApouUsiag TNG MIKpoyvaliag, Tng
YAWOOOTITWONG KAl TNG UTTEPWIOOXIOTIOG T BPEPN TTAPOUCIAlouv DUOKOAIEG
oTnNV OiTiIon aAAG TTPWTAPYXIKA oI OIATPOPIKEG dIATAPAXEG O@EiAovTal OTNnV
@payrn Tou Avw agpaywyou Kai TnG akoAouBiag Tou Robin.

Alatapaxég akong: : H aywyiun atrwAgIa aKONG avAPEVETAl DEUTEPEUOVTWIG
TIPOG TNV £KPOI TOU JECOU AUTIOU.

Alatapaxég @wvnong: dwvoAoyikég dlatapaxeég dev €xouv ava@epBei N
TTapartnPEnoei.

Alatapaxég avrixnong: : H xpoid tng @wvAg otnv oTtroia n diodog Tou agpa
d1a TNG PUTNG €ival UTTEPUETPN OEUTEPEUOVTWG TTPOG TNV UTTEPWIOOXIOTIA €ival
moeavr).
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FAwooikég diatapaxég: H yYAwooIkr) avaTrTugn €ival TUTTIKA QUOIOAOYIKT).

ZUOTAMATO TroU E€TTnpedadovral ePIOOOTEPO: KpavioTrpoowTrikd, AkpQ,
KapdIaKO, AVATITUEIOKO

o KpavioTTpoowTrikG: akoAouBia Robin, yAwooomTwon, MIKpoyvabia,
UTTEPWIOOXIOTIA.

o Axkpa: EmiTAéov TTpOOBETO AKAVOVIOTOU OXAMOTOG OCTO TTOU BPIoKETAl
oTn Paon Tou OeikTn, WAEvia atmokAion Tou OcikTn, oTpeRAoTTOdIA,
eviaia TrTaAapiaia TTTuxn

o Kapdiakd: EAdTTwpa  verticuloseptal (kdBetou  dlappdaypaTog),
oeglokapdia.

o Avamrtugiokd: AVETTAPKEID AVATITUENG.

o AMO: OKEAETIKEG AVWHAAIEG, OTEVWON QOPTAG

ESEMEN kan Mpdyvwon: YTrdpxel £Evag apiBudg atmoTEAECUATIKWY BEPATTEILOV
yla Tnv akoAouBia Robin kal Tn @payni Tou dvw agpaywyou. Me emdiopbwon
TOU OUPAVIOKOU Kal ETTEYRACN OTA AKPA, Ol AVWUAAIEG TTOU OXETICOvVTAl UE TO
ouvdpopo Catel-Manzke ptropouv va 1mAuBouUv.

Ailagpopodiayvwon: : O avwpaAieg Twv AKpwvV TTOU OXETICOVTAl PE TNV
akoAouBia  Robin  oupfaivouv  oe  évav  apilBud  ouvdpoOuwWYV,
oupTtTrEpINapBavouévwy  Tou ouvdpouou velo-cardio-facial (1oxvd, KwvVIKA
OAKTUAQ), Tou ouvdpouou Freeman-Sheldon (wWAEvia atrOKAION OAKTUAWV),
TNV AW apBpoyputtwon (CUCTTACEIG), TO oUvOpopo otopalatodigital (e¢EXwV
TTPOOKEPAAO OOKTUAWYV), TO ouvdpouo Nager (arroucia 1 utroTTAacia
QVTIXEIPWV), TO OUVOPOUO EUPRPUIKOU OAAKOOAIOPOU (KOVTA OAKTUAQ), TO
OUVOPOMO €uPpUIKAG udavToivng (atrdévTa vuxia Kal KOVTa OAKTUAQ), Kal TO
ouvdpopo de Lange (utrotmrAacia OaKTUAwV). Kavéva atmrd 1a trapatravw
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ouvdpopa Oev TTOPOUCIAfEl TO ETITTPOCOETO OCTO TIOU OUVAVTATAI OTO
ouvdopouo Catel-Manzke.
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Cerebrocostomanibular Syndrome

Etriong yvwotdé wg: ATtéAgieg TTAEUpIKWY OI0OTNPATWY HE MIKpoyvalia
ouvopouo TTAeupikwy dlaoTnuaTwy (Rib gap defect with micrognathia, rip gap
syndrome), Smith — Theiler Schachenmam Syndrome.

To eyke@aAikotTAeupoyvabiaio cuvdpouo, cival yia oTravia diatapaxrn TTou
ouvdéeTal Ye TNV akoAouBia Robin (ouvrtoun okAnpr utrepwa pe oTTioBI
Xapagn, MOAQKA UTTEPWA ATTOUCA, OTAQUAN aTToUucd) Kal OVWHAAIEG TWV
TAeupwyv. O1 aoBeveig xwpioTnkav avaloya pe 1n didpkela (WG Toug OToV
Bavatn@opo TUTTO (01 aoBeveig EBavav TPV ATTO TOV TTPWTO Wrva), OTO
ooBapd TUTTo (01 aoBeveig atro 1 €wg 12 Prveg), oTov ATTIO TUTTO ( OI A0BEVEIG
empBiwoav TTavw ato éva Xpovo). Exel onueiwBei pia onuavTikr diagopd
OTOV OPIBPO TWV TTAEUPIKWY dIATAPAXWY METALU TOUu Bavatn@opou Kal Twv
GAwv TUTTWV. H ouvtoun didpkela Cwng £xel armodobei oe cofapr] Aoipwen
TOU QVOTTVEUOTIKOU. AvOpPEG Kal Yuvaikeg TTpoaAaAAovTal TO idlo. MNepioadTepa
at1ro 80 TTePIOTATIKG £XOUV aVOPEPDEI.

AimoAoyia: Autéowpun Kupiapxn Kol AuTOOWWN UTTOAEITTONEVN KAnpovouid
Exouv avagepBei. H aimiohoyia dev £xel TTPOCDIOPIOTEI.

Ailatapaxég Adyou: H apBpwaon diatapdooetal Adyw TnG MIKpoyvabiag, Tng
otrioBiag B€ong TNG YAwooag, TNG KAKAG OUYKAEIONG Twv OOVTIWV Kal TNG
OUOKOAIOG TNG YAWOoOoAg va KivnBei atn oTopatikh KOIAOTNTA. Epgavidovral
QVTIOTABUIOTIKG TTPOTUTTA ApBpwaong, AOyw TNG UTTEPWIOCXIOTIOG.

Alatapaxég oitiong: H pikpoyvaBia kai n otioBia 8éon TNG yAwooag
OUOKOAEUOUV TNV QVATIVON], UE ATTOTEAECUA TIG DIATAPAXES OITIONG.

AlaTapayx€ég aKONG: & TTEPITITWOEIG UTTEPWIOOXIOTIAG PTTOPEI VA EUPAVIOTEI
AYWYIUN aTTWAEIA OKONAG.

Alatapaxég pwvnong: Asv €xouv ava@epBei dlaTapaxeg euvnong.
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Alatapaxég avrixnong: O ocuvduaopudg TNG OTOUATIKAG AVTAXNONG Kal TNG
UTTEPPIVIKOTATAG, WG ATTOTEAECUA TNG MIKpoyvaBiag, odnyouv oTnv avwuaAn
avtixnon.

Mwoolkég dlartapaxEg: O1 aobBeveig T1OU  emPBiwvouv  eupaviCouv
€€aoBévion NG YAWOOIKAG avatrtugng Adyw TnG YVWOTIKAG KOBUOTEPNONG. 2€
TTEPITITWOEIG QUOIOAOYIKAG vonuoouvng, N YAWooa UTTOPEi va KaBuoTepOEl
AOYW TWV AVATIVEUCTIKWY dIaTapaxwv oTnv TTaIBIKN NAIKia.

ZUOCTAMATO TTOU ETTNPEAJOVTAI TTEPICCOTEPO:

e AvarrTugiako: EVOouATPIa KAl HETAYEVVNTIKY QVOTITUEIOKT KOBUOTEPNON
Kal XapunAod Bapog

o KevipikO veupik® ouaTtnua: H diavonTikr) kabuoTtépnon €xel avagepOEi.
O1 avatrveuoTIKEG OUOKOAIEG OONYOUV O€ YEVIKEUPEVN KUAVWOT) KAl OTIG
TIPOWPEG UTTOTOEIKEG PAAPBEG TOU €yKEPAAOU, TTOU MTTOPEI va Egival
UTTEUBUVN YIA TO TTVEUPATIKO EAAEIMUQ.

e Axkpa: YTTOTTAQCIa TOU ayKwva, QVWHOAIEG TWV AKPWV

e  KpavioTTpooWTTIKG: ATTOUCia POAOGKNAG UTTEPWOG. OUVTOUN OKANPN
uTTEPWA PE oTTioBIa Xdpagn, MIKpoyvabia, yAwooOTITwon, atroucia
ECWTEPIKWYV KAVAAIWY TwV QUTIWV Kal dIoXIONG paxn

o >KeAeTIKO: AlaoTApATA OTIG OTIOVOUAIKEG KOl TTAEUPIKEG EVWOEIG,
OKOAiwonN

ESEMEN ko mrpdyvwon: H 1poyvwon e€¢aptdral amo 1n coBapdtnta Twv
avwpoAiwy. O1 TTIo coBaPES TTEPITITWOEIG Eival TuXVA BavaTnPopeg eViOg TwV
TTPWTWV WPWV PETA TN yévvnorn. H xeipoupyikh TEUPAON yia TNV ETTIOKEUN
TNG UTTEPWAG PTTOPEI VA ATTOTEAEI HAKPOTTPOBEOoUN AUCN AOYW TNG EUTTAOKAG
TWV AEPAYWYWV 00WV Kal TNG AVETTAPKEIOG TOU IOTOU.
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Ailagopodidyvwon: O1 avwpalieg TG UTTEpWAg Kal TG KAtw yvadou
uTTadpxouv etTiong ota ouvdpopa Treacher — Collins kair Nager. Qoto6c0, Ol
OTOUATOPOOWTTIKEG KAl Ol TIAEUPIKEG avWMOAiEG €ival dla@opeTikEG. H
dla@opikr dldyvwon TrepIAapBavel oTig Tpiowyieg 13 kair 18, kabBwg kal 10
ouvdpouo Pierre Robin.
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Cerebrooculofasioskeletal Syndrome

Etriong yvwot6 wg: COFS, ouvdpouo Pena-Shokeir tutrou II.

H tToAAaTTAWV avwpaAiwy dlaTapaxrf auTh €ixe apxXIK& ovouaoTei oUVOPONO
Pena-Shokeir TutToU |l €€QITiAG OPICUEVWYV PAIVOTUTTIKWYVY ETTIKOAUWYEWV HYE TO
ouvopouo Pena-Shokeir, aAAd n xprAon TTAPOPOIWY OVOUOCIWV YIa OUOo
CEXWPIOTEG KAl DIOKPITEG DIOTAPAXEG UTTOPEI va TTPOKOAECEI oUYXUON KAl VO
0dNynoE€l KATTOIOV OTO VA TTIOTEWEI OTI UTTAPXEI KATTOI AITIOKA OUVOECN PETALU
TwV dlatapaxwyv. AuTto TO OTTAVIO OUVOPONO E€XEI WG ATTOTEAECUA TNV COoPBapn
VONTIKI UOTEPNON Kal TRV oUVTOWN didpkeia (wNAG.

AiTioAoyia: AuTOOWN UTTOAEMTOMEVN KANPOVOUIKOTNTA. TO yovidio dev EXEl
xaptoypa@nBei 1 avayvwploBei, aAAG uttdpxel n uttowia o611 UTTOPEI va
Bpioketar 4 oto 1923 1 oto 1613 e€gaItiag HIOG KOTAYEYPAUMUEVNG
TTEPITITWONG APoIBaiag PETATOTTIONG Kal TNG TBavotnTag OTI TO YoVvidlo
O1EKOTTN OTO €va OnuEio IOKOTTAG.

Alatapayég Adyou: H opiAia dev avaTrTuooETal.

Alatpo@ikég Odiatapaxég: H aduvapia TTpokoTIG  €ival  éva  dIOPKEG
XOAPOKTNPIOTIKO.

AkouoTIKEG dlaTapayxEég: H atTwAEIa akong Oev €XEI KATAYPAPEI.

Pwvoloyikég diatapaxég: PwvoAoyikEG dIaTAPAXES DEV £XOUV KATAYPAPEI.

Alatapaxég avrixnong: ATapaxeg avinyxnong Oev €XOuv  KATAypaPEi
ETTiONG.

FAwoolkég diatapaxég: Aev UTTAPXEl ATTOPAITNTA KaPia avaATITUgn TG
QVTIANTITIKAG ] EKYPACTIKAG YAWOOOG.
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ZUCTAMATO TTOU ETTNPEAJOVTAI TTEPICCOTEPO:

KevipIkO VEUPIKO ouoTnua: 2olapn vontikr BAARN, utroTovia, atrouadia
MECOAOBIOU, TTOPEYKEPAAIKA UTTOTTAACIQ.

Avatrtugiako: Mikpo Bdpog yévvnong, ocoapr averrdpkela avaTmTugng,
aduvayia TTPOKOTINAG.

KpavioTrpoowTriké: Mikpoke@aAia, peyaha auTid, £¢Exouca PIVIKN pica,
MIKpoyvaBia.

O@baAuikG:  pIKpo@BoApia, pATIO PE  KAion TIpog T TTAVW,
KATapPAKTNG.

MUOOKEAETIKO: KugpookoAiwon, OUOCTTACEIG apBpwoewy,
apBbpoypuTtwon, Kivnon Tou KATw TUAMOTOG Tou TTodIou, £¢ApBpwaon
YOQOU, OOTEOTTOPWON, KOVTOG AQINOG, PEYAAN aTTOOTOON METAEU TWV
onAwv.

Mpdéyvwon BepaTtreiag: YrepBoAiKa @TwxA.

Ala@opoTtroinuévn didyvwon: 2uvdpopo Pena-Shokeir.

25



CHARGE Association Syndrome

Etriong yvwoTtd wg: Coloboma, Hall-Hittner

H ouvdeon CHARGE civail pia diatapayr Tou eTnPeAdel TTOAEG TTEPIOXEG TOU
owpartog. Karroieg atrd autég gival n akor), n épacn, n avaTTugn kai n kapdid.
O 6pog ouvdeDn avaEPETAl OTNV AITIOAOYIKA PN OUYKEKPIPEVN dlaTapaxr TTou
Oev Ocgixvel ¢ekaBapeg evoeigelg piag akoAoubiag. Av Kal €vag aplBuog aAAwv
OUVOPOUWY £XOUV AVWHPOAIEG TTOU TAIPIACOUV ME QUTEG TOU OKPWVUMIOU
CHARGE, @aivetal va uttapyel €vag TTUPAVAG ATOUWY PE CUVETTEG JOTIBO TTOU
mOavéTata avTITpoowTrelel éva  OIaKPITO  eTTavalapBavouevou  PoTiou
oUVOpPOWO.

AimoAoyia: Eival pia autoOWWIKA ETTIKPATOUOO KANPOVOUIKR dlatapaxn.
MeTaAAG&elg oTo yovidlo CHD7 TrpokaAouv TTePICOOTEPO ATTO TO MUICU TOU
OUVOAOU TWV TTEPITITWOEWYV Tou ouvdpodpou charge. To CHD7 yovidio TTapEXEl
0dnyieg yIa TNV KATAOKEUN YIS TTPWTEIVNG TTou TIBavoTata pubuilel yoviSiakn
dpacTnPIOTNTA (£KPPACN) ME Mia OladIKaoia yvwoTh WG avadiauoppwong
XpwpuaTtivng. AANayEG oTn yovidlokr Ek@paon KaTtd Tn dIAPKEID TNG EMPPUIKAG
QVATITUENG  TTPOKOAOUV TTBavoe Ta OnuAdia KAl Ta OCUPTITWHATA  TOU
ouvopopou. lMepitrou oto 1/3 TwWv aTOPWYV Pe ouvdpouo CHARGE dev €xel
evromoTei HETAAAOEN o010 CHD7 yovidlo Kal Ol EpEUVNTEG TTIOTEUOUV OTI KAl
GANOI YEVETIKOI Kal TTEPIBAAAOVTIKOI TTAPAYOVTEG UTTOPEI VA EUTTAEKOVTAI O€
auTd Ta ATOMQ.

Alatapaxég Adyou: H opihia civalr oxeddv TTAvTa a@UOIKN PE OUVEICPOPA
TTOAAQTTAWYV TTapayOVIWY OTAV QTWXN TTapaywyr Adyou. H dpBpwon eival
EMPBapuUpévn €CAITiOG KAl TNG KAKNG OUYKAEIoNG, TNG PBAGPNG TOu KEeVTPIKOU
VEUPIKOU OUOTAMATOG OAAG KOl TNG UTTEPWIOXIOTIOG. H veupoaiodnthpia
QTTWAEI0  AKONG €TTIONG TIPOCTIBETAI OTO OUVOAO TWV TIAPAYOVTWV HE
QATTOTEAEOUA TOV OKATAANTITO AOYO.

Alatpo@ikég dlatapaxég: H aition eival oxedov TTavta eMBApUPEVN ECAITIOG
TTOAATTAWV TTAPAYOVTWY, CUPTTEPIAANPBAVOUEVWY TNG XOAVIKNG aTPNOiag, TNG
uTTOTOVIiaG, TNG AVATITUGIOKAG KABUOTEPNONG, KAl TWV CUYYEVWY KAPDIOKWY
avwHOAIWY. MepIkd TTaIdIG ATTOTUYXAVOUV VA OUVEABOUV €KTOG AV OI QITIEG TNG
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OUOKOAIag OiTIoNg avayvwpioBouv Kal TTIAUBOUV. ZuxVA CUPTITWHATA €ival
yaoTpoOoIoo@ayIKr TTAAIVOPSUNON, 0 BAXAG Kal N PIVIKI TTAAIVOPOUNoN

AkouoTikég dlatapaxég: ‘Exouv tTapatnpnBei aywyiun, veupoaiodntrpia Kai
MEIKTH) QTTWAEIO OKONG. 2€ TTOANEG TTEPITITWOEIG, N MEIKTH ATTWAEIQ AKONG €ival
ouvnBIopévn, ouyxva eTTNPeAlovTag TIG ouxvoTnTeG OMIAiag TTOAU cofapd.
Avwpalieg Tou TTpoBaAdpou gival eTTiong ouxvég. H veupoaioBnTrpia attwAgia
aKor ouxva oxetiCetal ue duotrAacia Mondini Tou KoxAia Kal UTTOTTAACia TOU
OKOUOTIKOU VEUPOU €VW N AYWYIMN OTTWAEIO AKONG OXETICETAI UE ATTOUTIO
00TAPiWV , ATTOUCIa TOu PUOG Tou avafoAéa 1 Kal ATToudia TG WOoEIdoUg
Bupidag. AkOun, AOYyw Tng ATTOUCiag TNG  UTTOTTAOCIOG TWV NUIKUKAIKWV
KAvaAIWV TTapaTNPEITAI KAKK 1I00pPOTTIa VW TTOAU OuXVvr €ival Kai n Xpovia
UTTOTPOTTIACOUCA PECT WTITIOA.

dwvoloyikég diartapaxég: Tpaxid 1 acOuaTik ewvr gival cuvnBiouévn Kal
MTTOPEI VO OXETICETAI UE TNV JOVOUEPH TTAPEDN TWV PWVNTIKWV XOPdWV.

Alatapaxég avrixnong: H xpoid TG @wvAG 0TV OTToia UTTAPXEI TTAVTEAAG
ENeIYn pivikAG O1600U TOu a€pa, KABWG Kal PIVIKAG avinXAOEwS Eival
ouvnBIopEvn, Kal OXETICETAI ME TNV XOQVIKI ATPNOid. X& TIEPITITWOEIG
UTTEPWIOOXIOTIAG JTTOPEI va UTTAPXEI Mign UTTEP / UTTOPIVIKOTNTA, 1 £va POTio
aviAXNong TUQARG KOINOTNTAG TIOU OXETICETAlI ME TOV OUVOUOAOUO TNG
PAPUYYOUTTEPWIOG QVETTAPKEIAG ME PIVIK ¢@payr). H a@uUoIkn OTOPATIKA
QAVTAXNON OXETICETAI ETTIONG OUXVA PE TOV KOVTO AQINO, TO HIKPO OTOMA KAl TNV
OTTWAEIO AKONG.

Mwoolikég diatapaxég: H yAwooik BAGRN eival €1riong TTOAU cuvnBiopévn
Kal ouxva TToAU cofapr. H TTpo@opIkr) YAWOoOoOQ WPTTOPEI va PNV atToKTnOEi
TOTE aTrd £va ONPAVTIKO TTOCOOTO TwV acBevwyv e¢aITiag TOU CuVOUAOHOU
VONTIKNG UoTéPNoNG Kal atmwAeiag akong. lMepimou 10 60% Twv TTAIBIWY
QTTOKTOUV OUMBOAIKN YAWOooOQ.

27



Baoikd cuotijparta mrou ernpedadovral: Kevipikd veupikd ouoTnua, Jopen
TOU TIPOOWTIOU KAl TOU Kpaviou, avaTTuén, o@BaAPOg, akorj, Kapdid,
OKEAETIKO, YEVVNTIKA Opyava, CUUTTEPIPOPA.

o KevipikO veuplikO ouotnua: Nontik PAARn, KAKOG OXNMATIONOG
EYKEQAAOU, KOKOG EAEYXOG TNG KivnONnNg TwV PJUWV Kal TG PETAdoong
TWV aI0ONTNPIAKWY TTANPOPOPIWY, KAKI) 00@PNTIKOTNTA, UTTOTTAACIa
TOU OKOUOTIKOU VEUPOU

e KpavIOTTPOOWTTIKO : ACUMMETPIO TTPOCWTTOU, TETPAYWVO TTPOCWTIO,
TTAPEON TOU TIPOOWTIOU, UTTEPWIOXIOTIA, TTEPIOTACIAKG AayOxEIAO,
MIKPA TTEPIOTPEPOMEVA TTPOG TA £EW QUTIA, ETTITTEDO, MIKPOKEPAAIQ Kal
eTEPOTTAEUPN 1 APPOTEPOTTAEUPN TTAPAAUCH TOU TTPOCWTTIKOU VEUPOU
010 50% TWV aTOPWV PE aTTOTEAETPA TNV EAAEIYPN EKPPACNG

e Avarmruén: Kovrté avaoTtnua, kaBuotepnuévn 1 eANITT  epnpBeia,
QVETTAPKEIO AQUENTIKNG OPPOVNG, KABUOTEPNUEVN KIVNTIKI) QVATITUEN

o O@BaAuiké: KoAoBwpa ipidag oto €va ) Kal T dUO PATIO TO OTTOIO
eTNPeadel TNV 6pacn Tou atéPou avaloya pe 1o pEyeBOG Kal Tn B€on
TTOU BpioKeTal, MIKPOPOOAWia, aAP@IBANCTPOELIdNG XITWVAG, OTTavia
MIKpO@BaAuia

e Axor): AvwpuaAia Mondini, uttoTrTAaoia Tou NUIKUKAIKOU KavaAiou.
o Kapdiakd: KapdiokéG avwaAieg, ouXVA KWVOOTEAEXIKA EAATTWUATA

(Tr.x. TeTpaloyia Tou Fallot), kalr €AGTTWHA TOU €VOOKAPDIAKOU
MagIhapiou.

o 2keAeTIKO: KovTog Aaiudg, okoAiwon Bony

e [evvnrikd oSpyava: MikpdG @AANOG OTa  apOevIKA, Kpuyopxia,
uTTOOTTadIA, UTTOYOVADOTPOPIKOG UTTOYOVADIONO O, UTTOTTAACTIKA XEIAN
OTIG YUVAIKEG.
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e 2UUTTEPIPOPA: YuxavaykaoTIKA N €mMOETIK OCUPTTEPIPOPA,
QUTOKATOXPNOTIKEG CUMPTTEPIPOPESG, KATAVAYKAOTIKI) CUPTTEPIPOPA Kal
OUOKOAIEG TTPOCOXNAG.

e AMO: T[lepIOTOOIOKA TTPWKTIKEG AVWHOAIEG, VEQPPIKEG AVWHAAIEG
(duoyevng TTETONO, EKTOTTH VEQPOU), TPAXEIOOICOPAYIKA CUPiyyIa £XOUV
avoQePBEi O UEPIKEG TTEPITITWOEIG, OUPAAOKNAN, AVWUAAEG ONnAEG,
ETTIKAIVEIG WWOL.

ESEMEN | Tpoyvwon:: lNMoikiAel, avahoya pe T ooBapdTnTa TNG VONTIKAG
BAGBNG. H emépPaon yia €miAuon TNG XOAVIKNG ATPNOIOG OUXVA OTTOTUYXAVEI
ereIdrn €ival dUokoAo va diatnpnbei n pIvikp uttooTtipign. MNa €éva ueydAo
TTOOOO0TO TWV 0a0Bevwyv amaiteital Tpaxelootodia. Madid pe ocuvOpouo
CHARGE Teivouv va avatvéouv Xpovia d1a TNG oToUATIKAG 0doU. AKOUN, £va
TTOANU peyAdAO TT0000TO TWV TTACXOVTWV  XPEIAZETAI va  XPNOINOTTOIOUV
OKOUOTIKO PBapnkoiag f va yivel n TotroBETnon KoxXAoKoU eP@UTEUNOTOG. To
Too00TO Bvnoiudtntag eivalr 10-20% evw PEYOAAUTEPO TTOOOCTO €XOUV TA
BPEpn HE KOATTOKOINIOKEG OKEAETIKEG avwMaAieg kal dlaTapaxég OiTIonG.
MapoAa autd €xel yivel yvwoTd 0TI TTOAAOI eVijAIKEG PE TO ouvdpopo CHARGE
Couv avegapTtnTa Kal TTOAAOI aTTd AUTOUG €ival ATTOPOITOI KOAEYIOU PE APIOTOUG
Babuouc.

Ailagpopodiayvwon: Etreidr) ta cupmtwpara tou CHARGE eival koiva pe
GAMa ouvdpopa kai 10 CHARGE Oewpeital QITIOAOYIKA ETEPOYEVEG, N
OIayvwar] Tou dev TTPETTEI va ATTOKAEIEl Yia diIdyvwon ouvdpdpou etriong. lMNa
TTapdadeiyua, Taidid pe ouvdpouo velo-cardio-facial €xel avagpepBei 611 £xouv
TOMA 1 O0Aa Ta XapaktnpioTikd Tou CHARGE. AMEG dlatapaxeég Me
ETTIKAAUTITOMEVOUG  PAIVOTUTTOUG TTEPIAANPBAVOUV TO OUVOPOMNO «MATI TNG
yatag», 10 ouvdpopo Vater, To ouvdpopo Papillorenal, To cuvdpouo Joubert,
To ouvdpouo Branchiootorenal, T0 ouvdpouo Kabuki kai €évav apiBud
XPWHOOWUIKWY OUVOPOPWY, CUPTTEPINAUBAVONEVNG TNG TPICWHIOG 13, KAl TOU
ouvdpouou Wolf-Hirschhorn (del 4p).
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Christian Syndrome

Etriong yvwoto wg : ZkeAeTikr) duoTtrAacia kal dlavonTikry kaBuoTtépnon,
OKEAETIKN) UOTTAQCIO KAl ATTAYWYIKA TTapdAucn , oUVOPOUO TTPOCAYWYIKWV
QVTIXEIPWVY KAl KPAVIOOTEVWON apBpoypuTtwon .

To ouvdpopo Christian egival éva TTOAU OTTAVIO YEVETIKO OUVOPOUO TOU
EYKEQAAOU KaI TNG AVATIVEUOTIKNG 0d0U. ETnpeddel TTOAATTAG CUOTAPATA Kal
TTapoucoIagel dUOTTAACIEG OTOV OUPAVIOKO Kal Ta Avw Akpa. To Ovoupa Tou
ouvopouou TTpoEpxeTal armd Joe Christian, 10 TTPWTO TTPOCWTIO TO OTTOIO
TEPIEYPAYE TNV KATAOTAOT. 'Eva KUPIO XOPAKTNPIOTIKO TNG VOOOU E€ival TTwG
Kata Tn dIAPKEIO TOU avTavakAAoTIKOU Moro ol avTixeipeg dev etrekTeivovTal. H
TAEIOWPN®Ia TwV BPePwv KATaAAyEl o€ TTPOwpPo BdavarTo.

Aitia: Eival pia auTOOWMIKN UTTOAEMTOMEVN KANPOVOUIKA OlaTapaxr Tou
OUVOETIKOU 10TOU Kal TTPoKaAgiTal amd pet@AAagn oto yovidio CHST14
(YAATANGPAKEZ ooulgoTtpavo@epacwyv 14) kal €xel xaproypagnbei oto
Xq28.

Alatapaxég Adyou: NAoyw Tou TIpOWPOU BavdaTou Kal TnG OIAVONTIKAG
KaBuoTépnong eV UTTAPXEI AEKTIKI) AVATITUEN.

Ailatapaxég oitiong: H duooayia eival éva KUPIO CUPTITWHPO €EQITIOG TOU
ouvduaopuou TnG Bapidg YVWOTIKAG QVETTAPKEIAG, TNG UTTOTOVIAG Kal TG
MIKpoyvaBiag. ETriong, €xouv ava@epBei TTveupovieg TTou o@eilovTtal oTnv
avappoéenon.

Alatapayég akong: Acv £xel yivel agloAdynon yia Tnv akon

Alatapaxég ewvnong: O1 diatapayxeg euivnong dev €Xouv TTapaTnpnOei f
avopepBEei 0TO CUVOPOUO.
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Alatapaxég avrixnong: H opiAia dev avatrTUooETal OTTOTE OEV PTTOPOUNE va
TTaPATNPAROOUUE TN ducavaAoyia TG avTriXnong aTnv opiAia.

FAwooIkEg dlatapaxég: Acv UTTAPXEI OUCIAOTIKA KAUia YAWOOIKN avaTrTugn.

ZUCTAMATO TTOU €TTNPEAOVTAl TTEPICCOTEPO : KpaviOTTpOOWTTIKO, AKPQ,
emMOEPMIdA, AvATITULIOKO, OPOAAUIKO, KEVTPIKO VEUPIKO OUCTNUA, OKEAETIKO,
€VOOKPIVNG adEVAG, YOOTPEVTEPIKO, AVATIVEUOTIKO.

e  KpavioTrpoowTTKG: AVOIXTO OTOMQ, , MATIO PE KARON TTPOG Ta KATW ,
WYNA Kaudpa OTOV OupavioKo, MIKPOKEPAAia, AUKOOTOMA, akoAouBia
Robin, otrioBia TTEPIOTPOPIKA AUTIA, JETWTTIK AKPOAOQIa, TTAATIA PIVIKN
pifa, utrepwiooxloTia Kal OIoXIONG OTAQUAN, KPaAvIoOoUvOOoTwOon,
QOUMMETPIO TOU TTPOCWTTOU.

o Axkpa: lMeplopiouévn ETTEKTOON TWV AYKWVWY, TWV KAPTTWV KAl TwWV
YOVATWwV, AUYIOPEVN TTPOCAYWYN TWV AVTIXEIPWY, apaxvodaxTUAOUG.
e Emdepuida: 'Evrovn Tpixo@uia, AeTrTo Kal diapaveég dEpua.

e AvaTrTugiako: 2oBapr avatrTuglokr kabuoTépnon.

o O@BaAuIKS: YTTEPTEAOPIONOG.

o KevipIKO VEUPIKO ouaTtnua: Bapidg POp@AG YVWOTIK QVETTAPKEIQ,
UTTOTOVIQ, TTAPOLUOUOI, ATTOMUEAIVWOTN TOU EYKEPAAOU KAl TOU VWTIAIOU
MUeAOU.

o 2keAeTiKG: ZTpePAoTTodia, utroTTAACia TOU 1EPOU OOTOU, BWPAKIKOI
NUIOTTOVOUAOI,  OKOAiwOoN, oUvINgn  TWV QUXEVIKWY OTTOVOUAWY,
TEPIOPIOPOG  TNG  ETTEKTAONG OTOUG QAYKWVEG KAl  OTa  yoévara,
TTPOCAYWYIKOI QVTIXEIPEG.

o Evdokpivig adévag : Mn avekTiki (adIGAAAKTN) atroppdPnaon YAUKOLNG.

o [aOTPEVTEPIKO: ADIATPNTOG TTPWKTOG.
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e AvarrveuoTIKO: [apeuTTddIion TOU AVWTEPOU  agpaywyou  0dou,
AapuyyouaAakia, JOAUVOEIG TOU KATWTEPOU AVATTVEUCTIKOU, TTVEUMOVIA
avappoenon, aceugia.

e AM\O: Aipoppayikég dlaBETElg

Mpoéyvwon Bepatreiag: OTwxA.

Ailagpopodiayvwon: O1  apBpwTIKEG OUOTTACEIG, O  AVATIVEUOTIKOG
oupBIBaocuog Kai n utrepwlooxioTia pgavifovral 0To GUVEPOUO TNG AKPAiag
apBpokUpTWONG Kal oTo ouvdpouo Freeman - Sheldom, aAAGd Xwpig Tnv
TTapoudia TNG ooBapnG YVWOTIKAG €£aoBEviong TTOU TTAPOUCIAETAl OTO
ouvdpouo Christian.
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Cleidocranial Dysplasia

Etriong yvwoTtdé wg: Cleidocranial dysostosis (KAsidokpaviakry ducooTwon),
Marie and Sainton Disease, Osteodental dysplasia (00TEODOVTIKN
duoTrAacia).

H kAgidokpaviaky duoTrAacia €ival Eva oUvOPOPO TTOU ETTNPEACEl KUPIWG TNV
QVATITUEN TWV OOTWV Kal Twv dovTiwy. lMepypdPTnKE yia TTpwTn Qopd atod
Tov Morand 1766. Ta onueia kKal Ta CUPTITWUATA TNG dIATapAaxXnG MTTOPE va
dlapépouv o€ PeyGAo BaBud otn coBapdtnTa, akdun kal géoa otnv idla
olkoyévela. H ouxvoTtnta Tou ouvdpopou uttoloyicetal va givar 1:1.000.000.

AiTioAoyia: AutOoowpn €TMKpATOUCO KANPOVOUIKOTNTA. [lpokaAcgital atrd
METAAAGEEIG oTo yovidio CBFA1, TO 0TT0i0 BPIiOKETAI OTO XpWHUOCWUA 6.

Alatapaxég Adyou: O1 diatapaxég dapBpwong ouvnBifovral  oTnv
KAg1dokpaviakry duoTrAacia. AvTioTaBuIoTIKOI TPOTTOI APBPWONG UTTAPXOUV O€
TTEPITITWOEIG ATOPWY ME UTTEPWIOCYKIOTIO KAl BEAOPAPUYYIKF) QAVETTAPKEIQA.
2UVNBwG, oI apBpwTIKEG dlATAPAXEG OXETICOVTAlI YE TNV KOKA OUYKAEION Kal
TNV AtToUCia OOVTIWY, KABWG Kal PE T XaouodovTia.

Ailatapaxég oitiong: O1 omoTikéEG dilatapaxég Oev eival ouvnBiopéveg. H
uTTEPWIOOXIOTIA OeV ATTOTEAEI KOIVO €Upnua, AAAG PTTOPET VO OUOKOAEWE! TIG
TIPWTEG TTPOOTTABEIES VIO CITION. ZTNV CUVEXEIA, N KABUOTEPNUEVN €KPNEN TNG
QPXIKNG Kal TNG MOVIUNG OOOVTOOTOIXiag, WTTOPEI va TTPOKAAECEl PEPIKA
TTPOBANUATA OTNV YACNON OPICHEVWY TPOPWV.

Alatapaxég akong: H aywyiun amwAegia akong atroTeAEl ouyxvo eupnua Kal
TIPOKAAEITAI OTTO  MIKPEG AVWHOANIEG TWV OKOUOTIKWY OOTAPIWV KAl Tou
MOOTOEIOOUG OOTOU.

Alatapaxég ewvnong: H gwvry gival QUOIOAOYIKH).
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Alatapaxég avrixnong: YTTEPPIVIKOTNTA TIAPATNPEITAI OE TTEPITITWOEIG
UTTEPWIOOXIOTIAG . 2€ DIAPOPETIKN TTEPITITWON, N AVTXNON €ival QUTIOAOYIKH).

ZUCTAMATA TTOU ETTNPEAdovTal TTEPICOOTEPO: KpavioTTpoowTTiKO, 0OOVTIKO,
aKpa, avarTugn.

KpavioTrpoowTriké: MAATU PETWTTO Ouxva HE OIYEPH €EOYKWON TOU

METWTTIAIOU OOTOU TIOU OXETICETAI UE TO MOTIBO MIAG METWTTIKAG
ouppPaPnG, HAKPOKEPOAIa, BPaXUKEPOAia, apyoTTopnuUEVN TTEPATWON
TWV KPAVIOKWY CUPPAPWY, HEYAAO IVIOKO TPAUA, TIEPIOTACIOKN)
UTTEPWIOOXIOTIA,  TTEPIOTACIOKOG  NTTIOG  UTTEPTEAOPIOPOG,  KAKNA
ouykAgion dovTiwv TuTtTou Il (oxeTIKOG TTPOYVABIONSG).

OdovTikd: KaBuaoTtepnuévn €kpnén TNG AapxXIKAG Kal TNG dEUTEPEUOUOAG
odovToOoTOIKiaGg, UTTEPAPIBUa  dOvTIa, UTTEPPOAIKR) dlaTAPNON TWwV
TTPWTWY OOVTIWV.

Akpa: BpaxudakTuAia, XaAapoTnTa TWV apBpuoewv.

AvarrTugn; 2xeTikd Kovto avaoTnua

ESEMEN kail Trpoyvwon: O1 avwpalieg oTnv KAEIDOKpavIakry duoTrAacia dev
TTPOKAAOUV 181aiTEPN €6a0B€vIon oTO ATtopo. H atmouoia Twv KAEIBWOEWV dev
TIPOKAAEI KATTOI0 101iTEPO TTPOBANPA KAl O KPAVIOKEG AVWHAAIEG ETTIAUOVTAI
ME TO XpOVO.

Ailagpopodidayvwon: O ouvduaouog TWV KPAVIOKWY KAl TWV  KAEIDIKWY
AVWHOAIWYV gival povadIkog oTnV KAEIDOKpaviakn duoTrAaacia.
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Clouston Syndrome

Emiong yvwoté wg: Hidrotic Ectodermal Dysplasia 2 kai Ectodermic
Dysplasia 2.

To ouvdpopo Clouston e€ivar éva QUTOOWMIKO KUPIAPXO E€GWOEPUIKNAG
OuUOTTAQCIag TTOU TTAPOUCIAZETal HETA TN PPEQPIKA NAIKIa Kal  XapakTnpEifeTal
ammd oofapr] OUCTPOYIO TwV VUXIWV, UTTEPKEPATWON, UTTEPXPWON TOU
0épuaTog o€ PEYAAEG apBpwoelg KaBwG Kal aAwTrekia . Ta dOvTIa Kal N
EKKPIVAG AeIroupyia Tou adéva gival puololoyikr] .H veupoaioBntrpia Kwewon
MTTOPEI Va gival JEPOG TOU QAIVOTUTTOU OTTWG ETTIONG KAl N VONTIKA uoTépnon.
Eival pia kAnpovopikry aoBéveia ye HeyaAUTeEPO TTOO0O0TO aoBeveiag o ATONA
TTOU €XOUV KaI YOVEIG JE aUTO TO OUVOPOMO, O€ TTO000TO 50%.

AimoAoyia: Eival KAnpovopiké oUvOpouo TTou dnuioupyeEital atmmd PETAANaEN
Tou yovidiou HED2. Xtoxeupévn avAAuon MeTAAAAENG yia TIG TEOOEPIG
ouvnBioTepeg GIB6 peTaAAageIg avixveuel ueTaAAaGgelg og trepitrou 100% Twv
TpooBeBAnuéEVWY atdpwy. AvaAuon aAAnAouxiag PTTopei va xpnolpoTroinoei
OTAV KaWia atro TIG TEOOEPIG YVWOTEG HETAANAEEIG DEV eVTOTTICETAI.

Alatapaxég Adyou: H opihia kaBuoTepei AOyw TNG veupoAoyikAG BAGRNG HE
IB1aiTEPN €6A00EVNON TNG YVWOTIKNG AEITOUPYIaG.

Alatapayxég oitiong: Asv £xouv TTapartnpnOsei TTpoBAfpaTa GiTIoNG.

Alatapaxég akong: NeupoaioBnTipia Bapnkoia

Alatapayég pwvnong: H guwvnon gival QuoIoAoyIKA

Ailatapaxég avrixnong: H avriixnon €ival QuoIoAoyIKn)
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Mwooikég dlatapaxég: H yYAwooiki e6acBEévnon uttapxel Kal n ocoBapoTnta
TNG KUPAIVETAI OUPPWVA PE TNV YVWOTIKA ££a00€vnon NG otroiag o BaBudg
gival yeraBaAAépevog avaloya Pe To ATOPO, ATTO NTTIOG PEXP! TTOAU coBapdg.

ZUOTAMATO TTOU €TTNPEAOVTAl TTEPIOCCOTEPO: AgpPaTIKO, AKPA, ODOVTIKO,
KPAVIOTTPOOWTTIKO.

o Aepuatikd: YTrépxpwaon Tou OEppaTog  (€I0IKA  TTAvVW  aTtd  TIG
apBpwaoeig), ¢npodeppia, GOAdWTO dEpUaA, KEPATOdEPUA. To TPIXWTO
NG KEQAARG gival apaid, XAwuo Kal eUBpaucTo, Ta GPUdIa gival apaid n
atrouoa, ol BAeQapideG gival CUVTOUEG KAl APAIEG VW TO idI0 I0XUEI Kal
yla TNV paocxaAiaia kair NIKA TTEPIOXH.

e Axkpa: AuoTpo@ia vuxiwv, opyr] avdarrtugn vuxiwy, TO XPWHA TwV

VUXIWV €ival YOAAKTOUXO AEUKO, TTOAQUO-TTEAUATIAIO UTTEPKEPATWOT.

o Kpaviorrpoowtrikd: OBAA T1TpOowTro, UTTOTTAAOTIK Avw yvalog,
TIPOEEEXOVTA XEIAN KAI UTTEPWA PE UYWNAT Kaudpa.

o OdovrtikG: KwvikoU oxruaTtog dOVTIa Kal HEPIKH avadovTia.

ESEMEN kai Mpoéyvwon: H €CaoBivion TnG yAwooag kal TNG OWIAIaG OTO
ouvdpopo Clouston e€ival OTATIKA KOl ETTOPEVWG TTPOTEIVETAI N ETTIOETIKA
Bepartreia y€oa oTA OPIA TNG YVWOTIKAG AVETTAPKEIOG.

Alagpopodidayvwon: YTmapyxouv Oidgopol TuTrol  Hidrotic  €EwdEPMIKAG
duotAaoiag. H Hidrotic eEwdepuiky duotrAacia 2 ( HED2 ) mpémer va
dIa@OPOTTOIEITAI ATTO TIG AKOAOUBEG £CWOEPUIKEG DUOTTAACIEG TTOU UTTOPEI VO
ETNPEAOOUV Ta VUXIa Kal Ta MoAAIG . H duvatdtnta va 10pwvouv Kail n
oAlyodovTia o€ autég TIG dlOTAPAXEG Eival JETABANTH.

* Hypotrichosis - ouvdpouo Kwewaong

» Pachyonychia ouyyevoug tutTou 1 ( PC - 1), n otroia xapaktnpi¢etal amo
UTTEPTPOQPIKN  OUCTPOPIO TWV  VUXIWV , €0TIAKA  TTOAQUO-TTEAPATIAIO
KEPATOOEPUA, QPAUKTAIVEG TOU OTOPATOG, AEUKOKEPATWON, UTTEPIdPWOIa Kal
KEPATWON WOBUAAKiIWV OTOV KOPUO KAl OTA AKPA .
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*AUTOOWMO KUPIOPYXO KOl QUTOOWHO UTTOAEITTOUEVNG MOPPNG UTTEPIOPWTIKN
e€wdeppik duotrAacia ( HED ) , mTou xapaktnpiletal armré oTravioTnTa TOu
TPIXWTOU TNG KEQAAAG KAl TOU OWHATOG , MEIWMEVN IKAVOTNTA £QiIdPWONG, Kal
ouyyevng EANAeIYn dovTiwy, e@avAg oTnv TTaIdIKr nAIKia . To TPIXWTO TNG
KEQAANG €ival AETITO , EAAPPWG XPWHATIOPEVO , Kal PJE apyh avarTugn. H
€Qidpwaon, TTapdAo TTou gival TTapouoa , €ival o€ JeyAAo PBaBud averTapknig,
0dNYywvTag o€ ETTEICOdIA UTTEPBEPNIAG pEXPI TO TTPooReBANUEVO GTOMO 1 N
OIKOYEVEID VO OTTOKTAOEl EUTTEIPIA YIO VA TPOTTOTIOIEI KOl va €AEYXEl TN
Bepuokpaaoia.

2€ OTTAVIEG TTEPITITWOEIG, TO HED2 ptropei va pIunOei opiopéveg TITUXEG TOU
ouvdpopou KID pe epuBpokepdTwua Kal veupoaiobntrpia Bapnkoia.
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Coffin-Lowry Syndrome

Etriong yvwoTté wg:

To Coffin-Lowry oUvOpouO €ival pia KATAOTAON TTOU ETTNPEACEl TTOAG UEPN
TOU OWMATOG. Ta onuAdia Kal Ta CUMTITWHATA €ival ouvABwg TTIo cofapd
OTOUG AVOPEG TTAPA OTIG YUVAIKEG. TA APOEVIKA TTOU €XOUV dIAYVWOTEI hE TO
oUVOPOMO auTl, ouvnBWG €xouv ooPapr €wg Papid vonTiKr avarrnpia Kal
kaBuoTepnuévn avamrtuén. O1 yuvaikeg TTou TTARTTOVTAI AT TO OUVOPOO,
MTTOPEI YVWOTIKA va e€ival @QuoloAoyikd, 11 PTTopel va €xouv  dlavonTiK)
avaTTNPEIa TTOU KUMPAIVETal atrd ATTIA €wG TTOAU ooBapr}. =EKIVWVTAG ATTO TNV
TTaIdIKr NAIKIa 1) TNV epnPeia, opiopéva AToua PE AUTH TNV KATAOTAON BILWVOUV
ouvTopa €TTEICOdIA KaTAppeuong Otav dieyeipovTal | Tpopdalouv atmo Eva
duvato Bopufo. AuTEG o1 eTTIBECEIG ovouddovTal EpEBICUA TTOU TTPOKAAEITAI
aTro €TTEICOdIA TITWONG (TTAEUPEG).

AiTioAoyia: To ouvdpopo Coffin-Lowry T1pokaAcital katd 20-30% atd tnv
KAnpovopikdTNTa, evw 10 UTTOAOITTO 70-80% Oev TTOPOUCIALEl I0TOPIKO OTNV
OIKOYEVEIQ ToUu. MeTaAAGEEIG 0TO Yyovidlo RPS6KA3 dnuioupyouv To oUVOPOUO
Coffin-Lowry. To yovidlo autd Trapéxel odnyieg yia TNV KATAOKEUR MIOG
TTPWTEIVNG TTOU EUTTAEKETAI OTn ONUATOdOTNON €VTOG TWV KUTTApwv. Ol
EPEUVNTEG TTIOTEVOUV OTI n TIpwTeEivn autrp BonBd oTov €Aeyxo Tng
dpaoTNPIOTNTAG TwV GAwWV yovIdiwv Kal Traifel onuavtiikd poAo oTov
eyKEQPaAO. H TTpwTEivn EUTTAEKETAI OTNV KUTTAPIKA ONPOTOBOTNON POVOTTATIWV
TTOU QTTQITOUVTAl YIa TNV €KPAOnon, Tn dloudp@waon TG MOKPOTTPOBECUNG
MVAMNG Kal TNV ETTIRIWON TWV VEUPIKWY KUTTAPWYV. MeTAAAGEEIS TOU yovidiou
€XOUV WG atroTéAeoua TNV TTapaywyn Aiyo 1 kaBoAou RPSE6KA3 tpwreivng,
oAAG Oev gival oa@EG TO TTWG N EAAEIYPN QUTAG TNG TTPWTEIVNG TTPOKAAEI Ta
OnueEia Kal Ta oUPTITWPaTa Tou ouvdpdpou Coffin-Lowry. Akdun uttdpyouv
AvBpWTTOI TTOU £XOUV EVTOTTIOTEI PE TO OUVOPOPO auTO, aAAG dev €xouv
METAAAGEEIC oTO yovidlo RPS6KAS3 kal 0€ QuTEG TIG TTEPITITWOEIG N AITia €ival
ayvwaorn.

Alatapaxég Adyou: Ta ayopia TTou £XOUV ETTNPEACTEI ATTO TO CUVOPOUO OeV
avaTrTuooouv oplAia g¢aitiag TNG ocoapng dlavonTiKAG OTEPNONG.

Alatapayxég oitiong: H Tpdéwpn utrotovia £€aoBevei TNV CITION KAl TTPOKOAEI
QTTOTUXiO OTNV AVATITUEN.
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Alatapaxég akong: YTTAapxel veupoaiodnTrpia aTTwAEId KOG KUPAIVOUEVN
atrd PETPIO o€ ooBapH.

Alatapaxég ewvnong: Koivo XapaktnpioTiKO €ival n Bpaxvada Tng wvAg,
TTaPOAO TTOU CUVNBWG dEV TTAPAYETAI PWVH OTA AyopIa.

Alatapaxég avrixnong: Ad6yw NG €AAEIPNG TNG AEKTIKAG aAvATITUENG OTA
ayopia dgv £xouv TTapartnpnOci diatapayxEG otV aviixnon.

Mwoolikég diarapaxés: H yAwooa eival coBapd e¢acbevnuévn o€ onueio
TTOU OTA ayopla atrouciadel N avarTuén TG YAwooag. Ta Kopitola eugavifouv
NTTIO HE HETPIA YAWOOIKN £€6acBEvion.

ZUCTAMATO TTOU  €TTnpeddovTal  TTEPIOOOTEPO:  KpavIOTTPOOWTTIKO,
OKEAETIKO, AKpa.

o  KpavioTrpoowTTkO: EZExov YETWTTO, AOEA Kal pye KAion TTPog Ta KATW
MATIO, M1 PIKPR PUTA ME MIa PEYAAN AKpn, Kal €va gupu OTOUO ME
oapKwdN XeiAn. Ta xapakTnPIoTIKA QuTd yivovTal TTI0 €VTOVA PE TNV
nAIKia.

o JkeAeTikKG:  Kovid  avdotnua, €va  acuvABiota  PIKPO  KEQAAI
(MIKpOKE@OAia), TTPOODEUTIKI) AVWHAAN KAUTTUAGTATA TNG OTTOVOUAIKNG
oTAANG.

o Akpa: Kwvikad 0AxXTUAQ.

ESEMEN kai Mpdyvwon: Ta ayopia dev €xouv KAl TTpoyvwaon. Ta Kopitola
ETEPOCUYWTEG  TTAPOUCIACOUV YVWOTIKI) AVATITUEN TTOU  KupaiveTal  atod
QUOIOANOYIKI WG METPIa €EaOBEVIOPEVN, av KAl YEPIKA BnAUKa eival coBapd
e€aoBeviopéva.
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Alagpopodiayvwon: To ouvdpopo Cohen gugavidel KOIva XapaKTnNEIOTIKA PE
To ouvdpopo Wiliams &éoov a@opd TnV €PEAVION TIPOOWTTOU KAl TNV
uttoTovia, aAAG Olo@Epel OTNV ATTOUCIA AVATITUENG TNG OMIAIAG Kal Tng
yAwooag. AkOun, Ta XovOpoEIdr) XOPAKTNPIOTIKA YVWPICHATA TOU TTPOCWITTOU
MTTOPEI  €TTIONG VO  UTTEPOEUTOUV HE TIG AOCBEVEIEG TNG AUCOOOCWWMIKAG
aTTOBRKEUONG, TTOU UTTOPEI VO ATTOKAEIOTOUV OTTO TIG ETAPBOAIKEG ECETATEIG.
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Coffin-Siris Syndrome

Etriong yvwoTté wg:

To ouvdpopo Coffin - Siris €ivar pia diatapaxry TTou eTNPEAEl TTOAAG
OuCTAPATO TOU oOpyaviopou. Eivar pia omavia 1mabnon (mrepitmou 80
TTEPITITWOEIG O OAO TOV KOOWO) TTOU OIaYIYVWOKETAI TTI0 OUXVA OE YUVAIKEG
amoé O, TI O AVIPEG. XOAPAKTNPIOTIKA QUTAG TNG KATAoTOoNnG Eivalr ol
QVOTITUEIOKEG avaTTNPIEG, AVWMOAIEG TWV OAXTUAWV KAl TWV XAPOKTNPIOTIKWY
TOU TTPOCWTTOU.

Aimoloyia: To ouvdpouo Coffin - Siris TTpokaAsital amd PETAANAEEIG
ot1o ARID1A , ARID1B , SMARCA4 ,SMARCBL1 1 SMARCEL yovidiou. Kabe
éva a1Td auTd Ta yovidla TTapEXEl 0ONYIES YIO TNV KATAOKEUN EVOG TEUAXIOU YIO
TN dnuioupyia TTpwTeivng. Alatapaxr autig Tng d1adIkaoiag PETABAAAEI TN
opacTnPIOTATA  TTOAAWV  yovIdiwv Kal  dIaTapAcoel  TTOANEG  KUTTOPIKEG
dlepyaoieg, o1 oTToie¢ Ba pTTopoucaAv va eEnyAocouV Ta TTOIKIAG onuadia Kai
OUUTTITWHOTA TOU CUVOPOOU.

Alatapaxég AGyou: XTIG TTEPICOOTEPEG TTEPITITWOEIG DEV UTTAPXEI OMIAIA. 2TIG
TTEPITITWOEIG TTOU UTTAPXEI AVATITUCOETAI JETA TOUG 24 Urveg Tou BPEQPOUG Kal
n avaTrTugn Tou AGyou gival KaBuoTEPNUEV.

Alatapaxég oitiong: Yapyel OUOKOAIQ OTn OiTIoN Kal PId aviKavoTnta va
Kepdioel PBAPOG ME TOV AvVAUEVOPEVO PpubBpod. 2uvhBwg XPNOIYOTTIOIEITAl N
TOTTOBETNON TOU CWARVA YaOTPOOTOMIAG yia TNV KAAUWN Twv OIOTPOPIKWY
dIaTAPAXWV.

Alatapaxég akong: Asgv €xel TEKUNPIWOE N ATTWAEIX TNG OKONG WG
XOAPOKTNPIOTIKO YVWPICUA TOU CUVOPSOU.

Alatapaxég ewvnong: H uypry Bpaxvdda katd 1n OIAPKEIA TOU KAAUATOG
€ival KOIVO XOPOKTNPIOTIKO KAl CUCXETICETAl PE TN XPOVIA avVWTEPN KAl
KATWTEPN AVATIVEUOTIKH a0BEvEIa.
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Alatapaxég avrixnong: Aiatapaxeg avinyxnong Oev €Xouv avoeepBei N
TTapartnPEnosi.

FAwoolkég diatapaxég: H ekppaoTik yAwooa gival auTr) TTou €TTnNPeAdeTal
TTEPIOCOTEPO KAl €ival TTI0 e¢aoBevnuévn. H dekTIKA yYAwooa gival yetaBAnTh,
KUMAIVOUEVN ATTO KAVOVIKI wg ooBaph.

ZUCTAMOTO TTOU ETTNPEAOVTAl TTEPIOOCOTEPO:  AvATITULIOKO, AKPQ,
KPQVIOTTPOOWTTIKO, OEPUATIKO, UUOOKEAETIKO.

e Avarrrugiakd: NonTikf avarnpia, KoBuoTepnuévn avdatmTugn Twv
KIVNTIKWYV IOTAPAXWV.

e Axkpa: YmomAacia atmd TIG AKPEG Twv OAXTUAwV, UTTOTTAQCia I
aTToudia VUXIWV (KUpiwg oTo 5° 8AxXTUAO), XaAOPEC apBPWOEIS.

o KpavioTTpoowTrike:  MIKPOKEPAAiQ,  XOVOPOEId]  XOPAKTNPIOTIKA
TTPOOWTTOU, PEYAAN HUTN PE €TTiTTEdN PIVIKA YEQUPA, EUPU OTOMA ME
TTaXIA XEiAN Kal TTaxia pudia.

o Agpuatikd: To TPIXWTO TNG KEQAANG e€ival apaid aAAG  utTdpxel
uTTEPPBOAIKN Tpixa O¢ AGAAQ pEPN TOU CWHATOG KAl TOU TTPOCWITOU
(utrepTpiXWON).

o MuookeAeTiké: KovTtd avdoTtnua, utroTtovia.

e AM\a: Mtropei va mTapatnpnBouv avwuaAieg ota PaTia, Tov eykEQao,
TNG KAPDBIAG, TWV VEQPWV KAl CUXVEG AOIMWEEIG TOU AVATTIVEUOTIKOU

ESEMEn kai Mpdyvwon: H mpdyvwon yia 1n Bepartreia Tou Adyou eival
PTWXA.

Ala@opodiayvwon: Ta xovdpoeidr] XAPOKTNPIOTIKA YVWwPIouaTa  TOu
TIPOCWTIOU €ival KATTWG TTapOUoIa PE auTd Tou ouvdpopou Coffin — Lowry,
aAAG Ta apaid PaAAid TO S1aQOPOTTOIOUV VWPIG ATTO AUTEG TIG BUO dIATAPAXEG.
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Cohen Syndrome

Etriong yvwoTté wg: ouvdpopo Norio kai ouvdpopo Piperi

To ouvdpopo Cohen gival pia oTravia KANPOVouIKr diatapaxn TTou eTTnpeadel
TTOAG pépn Tou owpatog. O1 aoBeveig eppavifouv ouviBwg vonTiki oTépnon
KAl OTITIKI avarnpia. Ta XopakTnpIoTIKA TOU OUvOPOUOU TIOIKIANOUV O€
MEYGAO LaBud peTagu Twv TPOOREPANUEVWY aTOpwv. Ta o ouxva
OUUTTITWHOTA OTa  AToda hE auTh Tn dlatapaxrn TrepIAapBAavouv XapnAd
ETTTEdA  AEUKWV algoo@alpiwy  ( oudeTepoTrevia ), UTTEPBOAIKA  QIAIKNA
OUUTTEPIPOPA, Kal TTAXUCOPKIa n OTroia avatmTuooETal OTNV OYIiun TTaIdIKn
nAikia 4 Tnv epnPeia. Otav n TTaxuoapkia eival TTapouoda, avoTrTUCCETAI
ouvnlwgs yupw atrd TOV KOPUO, €V Ta XEPIO KAl TA TTOdIA TTAPAUEVOUV
Aetrtd. Ta OUO TIO0  €viova  XOPAKTNPIOTIKA TTOU  TTPOadlopiouv  TO
OUYKEKPIUEVO OUVOPOUO, €ival N ouaAn ) HIKPOTEPN TTEPIOXT METAEU TNG MUTNG
KAl TOU Avw XEIAOUG Kal Ta EvTova Avw KEVTPIKA dovTia. H akpIfrng ouxvotnta
EMPAVIONG TOu ouvdpouou gival dyvwoTn. 'Exel diayvwoTei o€ Aiyotepa atmmod
1.000 dropa og OAO TOV KOOWO, EVW Ol TTEPICOOTEPEG TTEPITITWOEIG TTIBAVOV
OEV £XOUV YiVEI YVWOTEG.

AimioAoyia: Eival pia autéowpun UTTOAEITTOMEVN KANPOVOMIKN dlaTtapaxr TTou
QvAKEl OTnVv emmovouagdouevn opdada DIAavOIKAG  KANPOVOUIKOTNTAG KAl
oupuBaivel ato METAAAGEEIG oT10 VPS13B yovidio (ouxva
ovouddetar COH1 yovidio). H Acitoupyia Tng TTpwTeivng TTOU TTAPAyETal aTTd TO
VPS13B yovidio gival ayvwaoTn. QoT1000, 01 EPEUVNTEG TTPOTEIVOUV OTI ITTOPEI
va eUTTAEKETAI TN DIOAOYH KAl TN METAPOPA TTPWTEIVWY PEoa oTo KUTTApPO. Ol
TEPIOCOTEPEG YETAANGEEIG 0TO VPS13B yovidio mioTeveTal OT1 eutrodifouv Ta
KUTTApa a1Td TO VA TTAPAYOUV MI AEITOUPYIKK TTPWTEIVN.

Alatapaxég Adyou: Katd tn mmaidikr) nAIKia n opiAia ouxva KaBuoTepei Kai n
apBpwan uTTopEi va gival apyr) Kai Kotmwdng. H dpBpwaon xapaktnpifetal amod
TTPO0BIEG DIOOTPEBAWOEIG TTOU OXETICOVTAI HPE TNV KOKI OUYKAEION TWwV
OOVTIWV.

Alatapayxég oitiong: H utroTovia TTpOKaAEi @TWXA avappoenon oTnv TTAIdIKN
NAIKIO JE CUVETTEIO va TTAPATEIVETAI N TTPOWPEN OiTIoN.
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Alatapayég akong: Aev uTTGpYXoUV TTPORANUATA AKONG.

Alatapayég pwvnong: Asv uTTapxouV TTPORARKATA OTN GWVNON

Alatapaxég avrixnong: YTTAPXEl KOAUPMEVN OTOMPATIKA QvTiXnon Kai
TTEPIOTACIAKA PIKTA UTTEP - UTTOPIVIKOTNTA TTOU PTTOPEI va o@eilovTal o€ ATTIA
duoapBpia.

MAwooikég diatapaxég: H yAwooikrh e€aoBévion eival 1I06ueTpn Ye 10 Babuo
YVWOTIKAG £6000EVIONG.

ZUCTAMOTO  TTOU  ETTNPEAOVTOl  TTEPICOOTEPO.  AVATITUSIOKO
KPQVIOTTPOOWTTIKO,  MUOOKEAETIKO, OQBAAUIKO, 0OOVTIKO, AKPQ, KEVTPIKO
VEUPIKO, OUUTTEPIPOPIKO.

e AvVOTITUSIOKO: AVOATTITUEIOKI) KOBUOTEPNON KAl VONTIKI avaTrnpia

o  KpavioTrpoowTrkd: MIkpoke@aAia, TTUKVA PMOAAIG Kal @puUdIa, PEYAAEG
BAepapideg, 1BIAITEPO OXAMA OTA PATIO  (KAiOn TTPOG TA KATW KOl
KUpMaTOEIOEG OXMA), BOABWAN PIVIKA YUTN, OMOAA 1] HIKPOTEPN TTEPIOXN
METALU TNG MUTNG KAl TOU AVw XEIAOUG.

o  MuoOoKeAETIKG: ABUVAPOG PUTKOG TOVOGS (UTToTovia).

o O@BaAuikS: [MpoodeuTIK PUWTTIA, au@IBANCTPOEIdRG duoTpowia,
€EWTPOTTIA, VUKTOAWTTIA KAl OTEVWON TOU OTITIKOU VEUPOU.

o Odbovriké: ‘Eviova avw KeVTPIKA OOVTIA.

o Akpa: 2ZTeva X€pIa Kal TTOdIA Kal AETTITA dAXTUAQ

o KevipikO VveupikG ouatnua: YuxokivnTik KaBuoTépnon , KIVNTIKA
adegiotTnTa.

e JUUTTEPIPOPIKO: YTTEPKIVNTIKOTNTA.
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ESEMEN kau Mpdoyvwon: H €géNign NG opihiag €ivalr ouvnBwg KaAry o€
a0BeVvAG PE NTTIO YVWOTIKA £6a00EvVION TTOU €ival KAl TO HEYOAUTEPO TTOCOOTO
TWV a00evwWV. 2 a0BeVAG uE 0OBAPATEPN YVWOTIKN £LQO0BEVION PEIWVETAI KAl
n BeATiwon TNG opIAiag.

Alagpopodidyvwon: Ta ouvdpoua Ta OTToia £XOUV KOIVA XAPOKTNPIOTIKA WE
T0 ouvdpouo Cohen gival To ouvdpopo Prader — Willi, To ouvdpopo Bardet —
Biedl kai To ouvdpopo Laurence — Moon o€ OTI aQopd Tn TTAXUCOPKIA KAl TNV
utrotovia. MapoAa autd 1O O©UVOpouo Cohen cival €udldkpIto Kal Ogv
XapakTtnpi¢etalr amd utrepgayia ,0Tmwg oto ouvdpopo Prader — Willi, | Tnv
oofapr) TTaxuoapkia Trou eugavi¢etal oto cuvdpouo Bardet — Beidl.
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Cockayne Syndrome, type A

Mepypagrnke yia Tpwtn opd 10 1936 amd tov Cockayne. Eival éva otravio
OUVOPONO TTOU XAPOKTNPICETal atrd TNV UQAvION TTPOWPENG YyNPaAvong, Kovto
avAoTNUO KAl QVETTOPKI QVATITUEN TOU KEVTPIKOU VEUPIKOU OUCTRAHATOG.
AloipeiTal o€ TPEIG UTTOKATNYOPIES, Ol OTToIEG dlaKpivovTal AtTd Tn ocoBapoTNTA
Kal TNV NAIKia évapéng TwWV CUUTITWHATWY.

Etriong yvwoTté wg: Zuvdpopo Cockayne, tutrou |, ouvdpopo Cockayne,
TOTTOU A.

To “khaooikO” ouvdpopo Cockayne ava@epetal wg TUTTOG | i TUTTOU A, KOl
XOPAKTNPICETAl atrd TNV £vapén TwV CUUTTTWHPATWY OTNV TTPWIYN TTAIOIKA
nAKia (ouvBwg PeETa TO TPWTO £10G). H TTpoyevvnTIKA avatTugn e€ival,
ouvnBwg, QUOIOAOYIKH, EVW ETTIOEIVWVETAI KAl TTEPTEI KATW aTTO TA OPIA TOU
QUOIOAOYIKOU p€oa oTa TpwTa OUo Xpovia (wrg. O Bdavatog ermépxeTal
ouvnlwg Kartd Tnv TpwTn r deuTepn dekaeTia. H pyéon nAikia BavaTou cival Ta
dwdeka xpovia. H emiBiwon otnv 1piTn nAIKia £xel ava@epOEi.

Aimoloyia: To oUvOpopo €ival OUyyevéG, KANPODOTOUPEVO KATA TO
uTTOAEITTOPEVO XapakTrpa. MNpokaAeital amd peTaAAagelg ota yovidia ERCC6
ka1 ERCCS.

Alatapayég Adyou: H Tpowpn AekTIKA avaTrTugn gival ouvABwg QUOIOAOYIKN.
2TN OUVEXEIA N odIAia apxiel va TTIOEIVWVETAI KAl PTAVEI OE ONUEIO TTOU OEV
yivetal avTIANTITA, evw n duocapBpia aTToTEAEI KOIVO XAPAKTNPIOTIKO.

Alatapaxég oitiong: H mpdwpn oition eivar @uaiohoyikr). O1 diatapaxEg
oiTIong &EKIVOUV padi ue TNV VEUPOAOYIKY €a0BEvION.

Alatapaxég akong: H akor] apxika €ival QUOIOANOYIKN). YTTApXEl TTPOODEUTIKN
ATTWAEIO AKONG, OTAV EEKIVAEI N VEUPOAOYIKK| ETTIOEIVWON.
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Alatapaxég ewvnong: O TOVOG TNG QWVNG gival uPnAoG.

Alatapaxég avrixnong: H avtixnon €ival guaoioAloyikr) otnv apxn. Me tnv
évapén NG duoapBpiag, n UTTEPPIVIKOTNTA UTTOPEI va Yivel EvTovn.

FAwWooIKEG dlaTapaxég: 2Ta TTPWTA OTAdIO TOU CUVOPOUOU, N YAWOOIKN
avaTrTuén €ival QuUOIoOAOYIKA. ATTO TNV OTIYUA TTOU N aoBéveia ekdNAwWVETAI
TTAAPWG, UTTAPXEl €TMIOEIVWON TWV YVWOTIKWY AEITOUPYIWY, dpa KAl TNG
yAwooag.

ZUCTAMATO TTOU  €TTnpPeddovTal  TTEPIOOOTEPO:  KpavIOTTPOOWTTIKO,
QVATITUEN, KEVTPIKO VEUPIKO OUOTNUA, OPOAAUIKO, OKEAETIKO, OEPUATIKO,
KAPOIOTTVEUUOVIKO, OKOUOTIKO, AYYEIAKO, YAOTPEVTEPIKO, ODOVTIKO.

e KpavIOTTPOOWTTIKO: Mikpoke@aAia, TTPOYVaBIoNAG, Babia-
TTpoonAwWPEVa PATia

e Avartrruén: Kovro avaotnua

o KevIpIKO VEUPIKO ouoTnpa: MNpoodeuTiK yVWwOoTIKA £€aoBévion, avola,
QUENUEVOG MUIKOG TOVOG/OTTAOTIKOTATA, MN QUOIOAOYIKO BAdIoHa N
avIKavOoTNTA TOU ATOUOU VO TTEPTTATAOEI, ATASiA, OKPATEIA, TPEWOUAO,
ETMANTITIKEG KPIOEIG.

o O@BaAuikS: XpwaoTikr ap@IBANCTPOEIOOTTABEIN, KATAPPAKTNG, OTITIK)
ATPOYIA,  UTTEPUETPWTTIA,  OTPABIOPOG,  VUCTAYMOG,  QwTogopia,
UTTOTTAQOTIKEG ipIOEG, MIKPOPOAAUOG.

o 2KEAETIKO: ZKEAETIKEG OAAOIWOEIG AOyw TNG AVATITUENG KUPOOKOAIwWONG
KAl apOPWTIKEG TTAPAUOPPWOEIG, APBPWTIKEG CUOTTAOEIG, duoavaloya
AUENUEVO PEYEBOG TWV AKPWYV OE AVTIBEDN TTPOG TOV KOVTO KOPUO.

e Aegpuatikd: dwroeuaioBbnoia n otoia TTPOKaAei degpupaTiTida, TTOU
XOPAKTNPICeETal atmd  ATTOAETTION KAl dnuIoupyid OuAwv, TTpowPNn
ynpavon, avidpworn, apaid PaAAid, ep@davion otidwv oto dépua Tou
TIPOCWTTOU KAl TOU auxéva.
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o KapdIoTTveUUOVIKO: YTTEPTAON.

e AKouOTIKO; KevTpIKr KWQwon.

e Ayveiako; MpoodeuTikr) apTNPIOOKANPUVON.

o [aoTpeviepIKO: Augnuéveg TINEG OTn dOKIYACIa TNG  NTTATIKAG
AgIToupyiag, dleupuvaon TOU ATTATOG ) TNG OTTAAVOG.

o OdbovTtiKG: ATTOVTA ] UTTOTTAAOTIKA OOVTIA, KABuoTeEPNUEVN €KPNEN TwvV
VEOYIAWV OOVTIWV.

ESEAIEN kKo TTpOyvwon: Dtwxn.

Ala@opodiayvwon: H Tpoéwpn  YEPOVTIKI)  dAvola  OTToTeAEl  KUPIO
XOPAKTNPIOTIKO TNG TTPOYNPIOG XWPIiG OJWG Ta OEUTEPEUOVTA VEUPOAOYIKA
eupnuara. H gwtocuaioBnoia kai n AETTTUVON TOU OEPUATOG KAl TWV POAAIWV
gival eggavr) kal 0To ouvdpouo Bloom, xwpig Ouws ¢npddeppa. H atroTuyia
avaTrTugng epgavietar ota ouvdpopa Cornelia de Lange, Dubowitz, Silver-
Russell, ouvBwg Opwg ptTopouv va atrokAsioTouv BAoel TNG QUOIKAG

EMPAVIONG.
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Cockayne Syndrome, type |l

Etriong yvwoTo wg: 2uvdpopo Cockayne, Tutrou B

To ouvdpouo Cockayne, TUtTOU B, dlagopoTroigital atrd Tov TUTTO | a1rd TNV
nAIKia €vapéng kai tn mpoodo. Ta CUUTITWHPATA O€ AUTO TO CUVOPOUO Eival
TTOAU TTI0 oOPBapd Kal gival egeavry atmo tnv yévvnon ( €k yevetig). Ta droua
ME authl TNV diatapaxn €xouv XaunAoTePO PAPOG yévvnong ME MIKPN
METAYEVVNTIKY QVATITUEN , ME QATTOTEAECHA va TTAPAUEVOUV TTOAU MIKPA KAl
ooBapd e€gaoBeviopéva. H eEaoBévion TnNG veupoloyikNG  AsiToupyiag
emodevwveTal Pe TNV nAkia. O BAvatog eTEPXETAl OUVABWG OTNV NAIKIA TWV
ETITA ETWV.

AimioAoyia: AuToXpwHOOWUIKN Kupiapxn ékepaon. To yovidio ERCC6 éxel
xaptoypagnBei oto 10g11.

Alatapaxég Adyou: Agv avatrTuooeTal opIAiQ.

Ailatapaxég oitiong: H dlatapaxég oitiong o@eilovral oTnv VEUPOAOYIKNA
e€aoBévion. H atrotuxia avatrtugng atmmoTeAEl XapakTnPIoTIKO TOU OuvOpPOUOU
Kal Oev OQEiAeETAI OTNV DIATPOYT).

Alatapayég akong: ATTwAEIa aKorG.

Alatapaxég pwvnong: Asv TTapAyeTal EKQPACT YIA ETTIKOIVWVIA.

Alatapaxég avrixnong: Aev uttdpxel YAWOOIKT avaTrTugn.

FAwoolikég diatapaxEg: Asv UTTApXEl YAWOOIKA avaTTugn.
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ZUCTAMATO TTOU ETTNPEAJOVTAI TTEPIOOCOTEPO: AVATITUEN, KEVTPIKO VEUPIKO
ouoTnUa, OEPUATIKO, OKEAETIKO, OQPOAAUIKOS.

e Avartruén: Kovtoé avaoTtnua.

o KevipikO veupikd ouoTnua: AlavonTiky) KaBuoTépnaon, TTPOODEUTIKN
€€aoB€vion TNG VEUPOAOYIKNAG AEITOUpYiag.

o Agpuatikd: YTrepeuaioOnaoia oTo UTTEPILOEG PWIG.
o 2keAeTIKG: ApBpoypUTTwWon R TIPWIKN MHETAYEVVNTIKI) OUCTIOON TNG

OTTOVOUAIKNG OTAANG (KUQWOT, OKOAIWON) KAl TWV apBpwWoEwV.

o O@BaAuIKS: >uyyevAG KATapPAKTNG, DOMIKEG AVWUAAIEG TOU OPBAAUOU.

ESEAIEN ko TTpOyvwon: OTwxn.

Ala@opodidayvwon: Ta veupoAoyikKa euprpaTta gival TTapoOpola PE EKEIVA TTOU
evrotriCovral oto ouvdpouo Cockayne, Tuttou A Kail TUTTOU C, €KTOG ATTO TO
yeyovog 0TI n dlatapaxn €ival eeaving aro 1n yévvnon. MNapdpoia depuaTKa
XOPAKTNPIOTIKA TTapaTnpouvTal 0To oUvOpouo Bloom, xwpi¢ Tnv TTapoucia
VEUPOAOYIKWV EUPNUATWV.
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Cockayne syndrome, type lll

EtriongyvwoTté wg: 2uvdpopo Cockayne, Tutrou C

To ouvdpopo Cockayne, TUTTOU Ill, YOPAKTNPICETAI OUCIAOTIKA OTTO
QUOIOAOYIK QVvATITUEN, aTTO TNV OWIun €vapén tng diatapaxng Kal amod Trio
apyr TTpoodo atrd OTI oToug TUTTOUG IKal II'EXEl TTEpIypagei 11 o1 HEYAAUTEPOI
NAIKIGKA acBeveig €xouv @uololoyikd avaotnua. H 1Tpoodog Kal To TEAIKO
oTadI0 TOu ouvdpduou gival idia e ToO UVOPOMO TUTTOU .

AiTioAoyia: To ouvdpopo eival KANPOdOTOUPEVO KATA TOV UTTOAEMTOUEVO
XapakTipa. To yovidlo dev €xeEl TTPOODIOPIOTEI.

Alatapaxég Adyou: H AekTiKf €kppaon eival, ouvABwg, @QUOIOAOYIKH).
EmdeivwveTal yetd atro tnv Evapén tng veupoloyikns BAGRNG.

Alatapayxég oitiong: H oition gival puoloAoyikr). H duogayia ¢ekivael ye Tnv
évapén TnNG veupoAoyikG e€acBéviong.

Alatapayxég akong: NeupoaioOntripia Kai avTIANTITIKI) ATTWAEIA OKONAG.

Alatapayég pwvnong: H guwvnon gival QuoIoAoyIKn.

Alatapaxég avrixnong: H aviixnon eival QUOIOAOYIKN), €vw WJTTOPEI va
EMQAVIOTEI  UTTEPPIVIKOTNTA  HETA ammd Tnv  €évapén Tou VEUPOAOYIKOU
EKQUAIOOU.

Mwoolikég dilatapaxég: H avamruén TG yAwooag eival QUOIOAOYIKH.
2UVNBWG ETTIOEIVWVETAI OTNV TTAIDIKN Kal £€PNRIKNA NAIKia.
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ZUOTAMATO TTOU £TTNPEGdovTal TTEPICOOTEPO: KpaVvIOTTPOOWTTIKG, KEVTPIKO
VEUPIKO oUOTNMNA, OEPUATIKO, OKEAETIKO, KAPOIOTTVEUUOVIKO. OQOaAUIKS.

o  KpaviomrpoowTrikd: MikpokepaAia, faBoUAwTd udTia, TTpoyvabIiopog.

o KevipikO veupikdé ouoTtnpa; Nontikry uotépnon, Avola, VEUPOAOYIKN
e€aoBévion.

e Aepuatikd: Euaiobnaia o1o @wg Tou AIou, dUoXpwUiEG dEPUATOG.

o 2keAeTIKO: Makpid dkpa, CUYKPITIKA MEYAAQ XEpIa.

o KapdIoTTveEUUOVIKO: YTTEPTAON.
o O@OAAUIKS: XpwOTIKN AN@IBANCTPOEIBOTTABEIN, OTTTIKI) ATPOWIA.

ESEAIEN ko TTpOyvwon: OTwxn.

Ailagpopodiayvwon: O @aivoTUTIog €ival TTApOPOoIOG PE TOU OUuvOPOUOU
Cockayne, TuTtTOU |.
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Cowden Syndrome

Etriong yvwoTto wg: -

To ouvdpopo Cowden gival pyia  KAnPovouik TTABnon TTou TTPOKAAEI TTOAAG
€idn UTTEPAVATITUENG TOU I0TOU Kal TTOAAG €idn Kapkivou, OTTWG KAPKiVO TOU
MOOTOU, TOU Bupeoeidoug Kal Kapkivo Tng PATpag. Mepitmou 10 30-50% Twv
yuvaikwyv hge CS Ba avatrtugel Kapkivo TG YATPAG, OUXVA O€ TTOAU JIKPOTEPN
NAIKia atrd Tov uEco Opo.

Aimiohoyia: To Cowden oUvOpopOo €ival €va AUTOCWPATIKO KUpiapxo
ouvopouo.O@eideTal o avwuaAdia Tou yovidiou PTEN oTo Xpwudowua
10g23. H mpwteivn PTEN eAéyxelr tnv avamruén Twv Kuttdpwyv. Mia
METAAAaEN oTo yovidio PTEN odnyei o€ ammwAeia g Agimoupyiag NG
TTPWTEIVNG KAl Ta atmmoTeAéouaTa gival TTOAATTAACIAOPSO TwV KUTTAPWY TTOU
oxXnMaTiCouv VEOTTAACTIKA QUAPTWHATA.

Alatapaxég Adyou: To TTI0 Ouxvo @aivOpeVo eival o1 dlaTapaxEég apbpwong
TTOU OUUBaivOuV £6AITIOG TWV OTOUATIKWY APAPTWHATWY. AUTO TTOU CUMPBaivEl
gival 011 N yAwooa aAANACel TOTToBETNON €TTEION OV €ival ApPKETA OpaAnl 1
ETITTEdN YIO va KAVEI MIO €UpEia €TTA@N PE TN @ATvVIA, TNV UTTEPWA Kal TA
oovTia. AkOun, ota XeiAn utTapxel SUOKOAIO O@IXTAG OUYKAEIONG PETAEU TOUG
eCaITiag TWV APOAPTWHATWV.

Alatapaxég oitiong: H oition €ival Kavovikr Kal Ta auapTwpaTta Ogv Tnv
TTaPeUTTOdICOUV OUTE KATA TNV €VAAIKN {wr oTNV OTToia Eu@avidovTal.

Alatapaxég akong: YTTApxel veupoaiodnTpia OTTWAEIN aKOAG XaunANg
ouxvoTNTOG.

Alatapaxég @wvnong: H Ppaxvada atroTeAel KOIVO  XAPOKTNPIOTIKO
YVWPIoUA.

Alatapaxég avrixnong: Epgavietal uttopivikOTNTa TTOU OXETICETAI PE TNV
adevoeldr dleupuvaon. AKOUN, N OTOMATIKA AVTAXNON UTTOPEi va KOAU@OEi atrd
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ME MEYAAEG vEOTTAQTIEG TTOU €u@avifovTal OTn OTOMATIK KOIAOTNTA, 1IB1aiTEPA
oTTioBIa.

FAWOOIKEG dlaTapax€g: 2TIC TTEPICOOTEPEG TTEPITITWOEIC N YAwooa eival
@uaoioloyikr). MMapdAa autd oe éva PIKPO TTOOOOTO QO0BEVWV TTAPOUCIAZETAI
ATTIO YVWOTIKA  €§aoBévnon TTou  €XEl WG OATTOTEAEOUA TNV YAWOOIKA
KaBuoTEpnon.

ZUOTHMATO TTou gmrnpeadovral MEPIOCOCOTEPO: Aepuatko,
KPAVIOTTPOOWTTIKO.

o Aepuartikd: KalorBeig BAGBeG Tou dEpUATOG Kal Twv PAevvoydvwy,
TTOU €ival YVWOTA WG auapTwPaTa (KOAoNBEIS OyKol TToU atToTEAOUVTAI
ammo €va Piyua WPINwY KUTTApWV TTOU OUVABWG PBpiokovtal OTo €V
AOYW 10TO). ZuykekpIgéva PBAATIOEG XPWMATIOPEVEG KAl WE &npn
em@avela  yupw ammé  Ta  poubBouvia Kol T paTmia, PAaTideg
XPWHMOTIOMEVEG KAl PE Agia em@Aveld oTa XEPIA KAl Ta TTOdIA O€
TT0000TO 60%, OMAAEG UTTOAEUKEG KNAIDEG OTA OUAQ KAl TOV OUPAVIOKO
TTOU €VWVOVTal Yia va dnuioupyroouv Tn BnAopdtwon Kal TTaAauo -
TTEAYATIAIEG UTTEPKEPATWOEIG HE POAIDWTEG KNAIDEG OTIG TTAAAUES Kal TA
TéAPaTa o€ TooooTO 40%. H gp@dvion Toug Eekivagl ouvABwg PETA TO
20 ¢€1o¢ TnNG nAkiag Toug. Akéun, Taparnpouvtal  AITTwuaTaA,
VEUPIVWMNATA KAl QIJAYYEIWPATA.

o  KpavioTrpooWTTIKG: AIEUPUPEVN KEPAAN (MOKPOKEPAAia), adevOEeIDEG
Kpavio, uPnAf utrepwa, 00XEOEIdNG YAWood, BnAwpaTa Tou OTOPATOG,
MUPUNKIWOEG BAABEG OTO TTPOOWTIO, TA XEPIA KAl TA TTODIA.

e AAMa: Kapkivog TOu JoOoTOU Kal adeVOKapKivwua Tou Bupogidoug.

ESEMEN kan mrpdyvwon: Touldxiotov 40% Twv aoBevwv pe véooO TOU
Cowden €xouv TOUAAXIOTOV €va KAPKivo. Av O KOPKIVOG QVIXVEUTEI VWIS, TO
TTOO00TO TwV 00Bevwyv TTOU Ba Bepatreutolv, KAvOVTAG TNV KATAAANAN
Beparreia, ival upgnAo. O1 aoBeveig TTPETTEI va TTAPAKOAOUBOUVTAI TOKTIKA ATTO
i OlETTIoTNUOVIK  opdada. [lpémrer va  utmoBaAAovTal  O€  10TPIKEG,
EPYAOTNPIAKES, AKTIVOAOYIKEG KOl CWUATIKEG ECETAOEIS O€ €TAOCIA BAon yia va
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EAEYXOVTAI VIO EOCWTEPIKEG KAKONBEIEG, IDIAITEPA O YUVAIKEG TTOU BpioKovTal
o€ MEYAAUTEPO KivOUVO YIO KOKONBEIG ETTITTAOKEG.

Alagopodidyvwon: Ta xapaktnpioTIKG Tou ouvdpopou Cowden poldfouv Pe
ekeiva piag aAANg diarapaxng tmou ovoupddetal Bannayan-Riley-Ruvalcaba
ouvopopo. O1 avBpwtrol e oUvOpouo  Bannayan-Riley-Ruvalcaba
QVOTITUOCOUV ETTIONG QUAPTWUATWY Kal AAAOUG  Un KAPKIVIKOUG OyKoug. Kal
ol dUO Opol PTTopPEl va TTPOKANBoUV  atrd HPETAAAGEEIS OTO yovidio PTEN.
Mepikoi avBpwtrol pe ouvdpopo Cowden €xOuv OCUYYEVEIG TTou gixav
dlayvwoTei e Bannayan-Riley-Ruvalcaba ouvdpopo, kaBwg kar GAAa aropa
TTOU €iXav Ta XOPAKTNPIOTIKA Kal Twv dUOo KataoTdoewv. Me Bdon autég Tig
OMOIOTNTEG, Ol EPEUVNTEG €XOUV TIPOTEIVEI OTI Ta ouvdpopa Cowden Kai
Bannayan-Riley-Ruvalcaba avrtitpoowTtevdouv  éva  eupu  @Acua  aTTo
XOPAKTNPIOTIKA TTOU €ival yvwoTd ws ouvdpouo PTEN apdptwpa Oykou avrTi
yla dUo OIaQOpPETIKEG OuvOnkKes. Mepikoi avBpwTrol €xouv pepIKA atmmd Ta
XOPOKTNPIOTIKA yVwpiouaTta Tou ouvopouou Cowden, 181aiTEpa TWV KAPKIVWV
TTOU OXETICOVTal PE AUTH TNV KATAOTAON, OAAG Oev TTAnpouv Ta auoTnpd
Kpiripla yia mn didyvwaon 1ou ouvdpdpou Cowden. Autd Ta AGTOPO OUXVA
TTEPIYPAPETAI WG €XovTag Cowden-O0TTwg TO GUVOPOUO.
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Craniofrontonasal Syndrome

Etriong yvwoTto wg: KpavioueTwIropiviky) duoTTAacia, KpavioPETWITOPIVIKN
duoooTWON.

H KpaviopeTWTTOPIVIKI) OUOTTAQCIO ATTOTEAEI MIA EEXWPIOTH YEVETIKN dlaTAPAX)
TTOU TTaPOUCIAeTal OTn Yévvnon Kal Ogv gival TTPo0dEUTIKN. O1 KUPIEG KAIVIKEG
ekdnAwoelg TTepIAAUPAVOUV OTEQAVIAIO CUVOOTEWON, GAPdIA PATIA, APKETO
ENEIMPA TNG PIVIKAG AKPNG  Kal BIAPOPEG OKEAETIKEG avwuaAies. MNMpdoeaTteg
KAIVIKEG MEAETEG Ogixvouv OTI €TTNPEACOVTAI KATA KUPIO AOYO Ol KOPEG AVTPUWV
TTOU £XOUV TO X-OUVOEDEUEVO KUPIOPXO eV OeV TTNPEACEI KOBOAOU TOUG YIOUG
TOUG. /AETTTOPEPNG QAIVOTUTTIKA avaAuon Ocixvel OTI 01 YUVAIKEG ETTA)ynoav
TTEPIOCOTEPO ATTO TOUG AVOPEG, £V ECAIPETIKA ACTUVIBIOTO XOPAKTNPIOTIKO YIA
Mia  @uAoouvdetn diatapaxr). To CFENS atroteAei 10 TTPpWTO OUVOPOMO
OuyyevouG avwuoAiog Pe autd TO ACuvhBIOTO MOTIBO  QAIVOTUTTIKNG
QPUAOOUVOETNG KANPOVOUIKOTNTAG.

Aimoloyia: H diarapayn €ival KANPOVOUIKI KATA TOV (QUAOCUVOETO TPOTIO,
OANG O PNXOVIOPOG TNG €K@PaonG Oev €ykaBIOTA oUTE TO KUpiapxo ouTe TO
utToAeimmopevo  poTiBo.  AcupBiBaocTtn  ME TNV QUAOCUVOETN  Kupiapxn
KAnpovouid e€ival n Trapatipnon OTl N TTASIOYPN@ia TWV OIKOYEVEIOKWY
TTEPITTTWOEWYV TTOU TTapaTtneidnkav kal avagépnkav gixav petaBifaon armd
Ta OnAukd ota  OnAukd. H TTAsiopneia Twv yvWOoTWV TTEPITITWOEWY Eival
ONAUKEG , OoONYwWVTAG OTO APXIKO OCUMPTTEPOCUA HIOG TTIBAVAG QPOEVIKNG
OvnoIiuoTNTAG TOU (QUAOCUVOETOU Kupiapxou yvwpioupartog. lNapoAa autd,
€XOUV TTapaTNPENOEi Kal APOEVIKEG TTEPITITWOEIG O1 OTTOIEG OPWG Eival TTIO ATTIEG
atro TIG ONAUKEG.

Alatapaxég Adyou: H AekTIK) TTapaywyry €mnEeadetal Kupiwg atmd TIg
00O0VTIKEG AVWHPAAIEG TTOU 0ONyouv O€ dIOOTPERAWOCEIG KAl avTIKATaoTAoElg. H
TTOPOUCIa TNG UTTEPWIOCXIOTIAG KAI TNG XEINEOOXIOTIAG YUTTOPEI va 0dNyrnoel oTa
QAVTIOTABUIOTIKA apBpwTIKG uoTiRa.
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Alatapaxég oitiong: H oition otnv mmaidik nAKkia emrnpedletal ammdé TNV
UTTEPWIOOXIOTIA. 2€ TIEPITITWON TIoU O&v  UTTAPXEI TO TIPORANUA  TNG
UTTEPWIOOXIOTIAG, dEV TTAPOUCIAlovTal TTPORARUATA OTN CITIO.

Alatapaxég akong: H aywyiun amwAeia akong mou ep@avideTal eEaITiag Tng
XPOVvIag d1aXuonG Tou JECW OUG €ival KOIVI).

Alatapaxég @wvnong: Kamoieg @opég €xel mmaparnpnBei Bpaxvada otn
Qwvr).

AvtAxnon: MNMapartnpeital uTTEPPIVIKOTNTA AOYWw TNG UTTEPWIOXIOTIOG.

FA\woolkég dlatapaxég: Mepikég @opég €xel TTapatnEnBei YAwooik Kai
YVWOTIKA €6a0B€vIOon, €viouUTOIG TIG TTEPICCOTEPEG POPEG N YAwooa eival
(PUCIOAOYIKH).

ZUCTAMATA TTOU £TTNPEAdovTal TTEPICOOTEPO: KPaVIOTTPOOWTTIKO, KEVTPIKO
VEUPIKO oUOTNMA, YEVVNTIKA Opyava, OEPUATIKO, OKEAETIKO, OQOAAUIKOS.

e  KpavIOTTPOOWTTIKO : ZTEQPAVIAIO OUVOOTWOT CUPPAPWY, Bpaxukedalia,
OQOUMMETPIO TOU TTPOCWITTOU, XEIANEOOXIOTIO /KAl UTTEPWIOOXIOTIA, KOKI)
OUYKAIOT), OQBAAUIKOG UTTEPTEAOPIOHOG, XEIAEOOXIOTIO, UTTEPWIOCXIOTIA,
XOMNAR B€on oTTicBIwV TTEPIOTPOPIKWY AUTIWY, TTAATIG pUTN YE dlIoXIoN
akpn.

o KevipikO veupikd ouotnua: [Mepiotaoiakr dlavonTik KabuoTtépnon,
QTTOUCIa TOU JECOAOBIOU CWHATOG, HOBNOIAKEG DUOKOAIEG.

e [evvnTika dpyava: YTTooTTadiaon oTa APOEVIKA.

o Aegpuatikd: XovOpoeIdnG, VEUPIKN TPIXA, ETTIMAKNG KAl DIOXWPICHOG TwV
VUXIWV OTA XEPIQ.

o 2KEAETIKO: AVWHAAIEG KAEIDWOEWV.
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o O@BaAuIKS: OTITIKOG UTTEPTEAOPIOHOG.

ESEMEN kai Mpoyvwon: MNa Tnv Bepatreia yiverar avadounTiKr XEIPOUPYIKN
eméUBaon yia TNV BeATiwon Twv dOPIKWY avwuoAiwy. H Tpdyvwon Pe TNV
TPEXOUOEG TEXVIKEG TWV KPAVIOTTPOCWTTIKWY XEIPOUPYIKWY ETTEURACEWY Eival
KOA.

Alagpopodiayvwon: O o@BaAPIKOG UTTEPTEAOPICHOG ] Ol KPAVIOTTPOOWTTIKEG
AVWHOAIEG PE TIG AVWHAAIEG TV KAEIDWOEWVY QaivovTal OTNV KAEIOOKPAVIOKN
duoTrAacia. H atmopovwuévn  HETWTTOPIVIKI)  duoTTAacia €xel  TTapduola
XOPOKTNPIOTIKA TOU TTPOCWTTOU, AAAG KAMIa OXETIKA avwuaAia.
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Craniometaphyseal Dysplasia

Etriong yvwoTto wg:

H kpaviopetaguolky duoTtrAacia  eival i ommavia  diatapaxr —TTou
XOPAKTNPICETAI ATTO TNV UTTEPAVATITUEN TOU KPAVIOTTPOOWTTIKOU OKEAETOU, ATTO
TN YEVIKEUPEVN OKEAETIKI) OKAfpuvon Kal atmmd Tn OuoTTAacia Twv HAKPIWY
ooTwv. H apxn Tng aiobntig OOoPIKAG aAAayrG TOU TTPOCWTTOU apxiel oTa
TeAeuTaia €N TNG TTAIBIKNAG NAIKIAG 1) KATA Ta BPEPIKA €T, OUVNBWG PE TNV
TAGTUVON TNG PIVIKAG pifag. H TTpoodeuTIK OKAfjpuvon ouveyiCel aueiwTn
otnv evAAIKN {wr, Y€ ATTOTEAEOUA TN CUMTTIEON TWV Kpaviakwy veupwy I, VII,
kal VIIl. EKTO6G¢ a1rd TIG 110 O0OPBAPEG TTEPITITWOEIS , N OIApKeEId (WG Twv
ATOMWV JE KPAVIOPETAPUOIKI BUCTTAQCIA €ival QUTIOAOYIKH.

Aimidoyia : MetaAAageig Tou yovidiou ANKH. To yovidio ANKH Ttrapéxel
odnyieg yia TNV TTPAYPATOTTOINON MIAG TTPWTEIVNG TToU €ival TTapouca oTa
00TA Kol METOPEPEl £Ew ammd Ta KUTTAPA €va MOPIO TTOU  OVOMAdeTal
TTUPOPWOPOPIKO. To POpIo autd Bonbd otn puBbuion Tou oXNUATIOPOU TWV
ooTwV. MeTaAAagelg oT1o yovidio ANKH €xouv wg atrotéAeoua Tnv heiwon NG
IKavoTnTag TnG mpwteivng ANKH va peta@épel TTupo@wao@opikd £Ew atrd Ta
KUTTOpa. Meiwpéva eTTireda TTUPOPWOPOPIKOU UTTOPEI va auffoouv Tnv
OOTIKI] QVOPYyaVvOoTToiNon , CUMPBAAAOVTAG OTNV UTTEPAVATITULN TWV OOTWV
OTTWG QAivETAl OTn KPAVIOPETAPUOIK) QUOTTAACIA, yIaTi T POKPIA O0TA
dlapoppuwvovTal dIAPOPETIKA KAl JOVO T OOTA TOU Kpaviou yivovTal TTaxuTepa
o€ ATOMA YE QUTA TNV KATAoTooN.

Alatapaxég Aodyou: O1  apBpwTikég  dlatapaxeég — TepIAauBAvouv
O1a0TPERBAWOEIC AOYW TNG KOKNG OUYKAIONG Twv QOVTIWV KAl TO OTTioBIo
OKEAETIKO AVOIKTO dAYKwUA. To avoIxTo dAYKWHA TTPOKAAEITAI ATTO TN XPOVIKNA
QVOIKTI] OTOUATIKI) OTACN TTOU OXETICETAI PE TN PIVIKA TTAPEUTTIOdION ATTO TN
OKEAETIKA UTTEPAVATITUEN. TENIKA, N CUUTTIECN TWV KPAVIOKWY VEUPWY UTTOPEI
va odnynoel 0TV TTAPECN TOU TTPOCWTIOU KAl T @TwXN KIVATIKOTNTA TWV
OTOMATIKWY JUWV PE OUVETTEID TNV dUCAPOPIKH AEKTIKA TTapaywyn.
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Alatapayxég oitiong : H oition cival kavovikr otnv TTadIKr nAikia. Meta ato
TNV €évapén TNG  KPAVIOTTPOOWTTIKAG OOTEOOKANpuUvonG (osteosclerosis),
OKOAOUBEI N PIVIKI) TTAPEPTTODION, TTPOKAAWVTAG T XPOvia avaTtrvor] amrd 1o
OoTOMA Kal TNV dUOKOAIa dlaxeipiong PEYAANG TTOOOTNTAG TPOPNG OTO OTOMQ.

Alatapaxég AkKong : H TTPOOBEUTIK MIKTI) OTTWAEIO OKOAG €ival KOIvH] Kal
OUOXETICETAI hJE TN OKApUVON TOU KPOTA@IKOU O0TOU KAl TWV POOTOEIdwWY. H
aTmwAEI0 akong apxifel otnv TTaIdIK nAKKia kal odnyeitar ota coBapdTepa
ETTiTTEdA O0TNV EVAAIKN CWr).

Alatapaxég ewvnong : AlaTapaxég euvnaong Ogv £Xouv avaQepOEi.

Alatapaxég Avraxnong : H aviixnon €ival UTTopPIVIKY) Kol OXETICETAI HE TNV
OOTEWDN OTEVWON TNG PIVIKAG KOIANOTNTAG.

FAwoolkég diatapaxég : H yAwooIkr avaTrTuén €ival Kavovikr)

ZUCTAMATA TTOU £TTNPEAdovTal TTEPICOOTEPO: KPpaVIOTTPOOWTTIKO, KEVTPIKO
VEUPIKO OUOCTNUA, OKEAETIKO.

o  KpavIOTTPOOWTTIKG: ZKEAETIKY) dUOTTAACIO Kal OKAfjpuvon, o@OaANIKOG
utTEPTEAOPIOUOG, PIVIKA OTévwaon, TTAATIA PIVIKA pifa, TTApeon Tou
TTPOCWTTOU KAl KABUoTEPNON ) aTToUCia dOVTIWV.

o KeviplkO veuplikd ouoTtnua: Mbavry TUeAwon amd Tnv CuuTTieon Twv
OTITIKWYV VEUPWV KAl TTEPIOTACIOKY YVWOTIKI £€00BEvION.

o JKEAETIKG: MeTa@uUOIKr) OUOTTAQCIA KAl JETAPUOIKY Kauon.
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Mpdéyvwon Bepatreiag: H Beparreia atroTeAsital Kupiwg atmd XEIPOUPYIKN
ETENRAON YIA VA QVTIMETWTTIOTE N UTTEPTPOYPIA TWV OOTWV TOU TTPOCWTTOU. H
ETEPPAON YiVETAI yIO OKOTTOUG CUVTAPNONG KAl YIA TNV avaKou®ion coBapwyv
OUNTITWHATWY TTOU TTPOKAAOUVTAl OTTO TNV KPAVIOKH OoupTrieon veupwv. H
KATATTPAUVTIKH aywyr €XEl HOVO TTPOCWPIVA aTToTEAEOUATA ETTEIDN N Augnon
TWV 00TWV ouvexifeTal kaB' 6An Tn didpkeia TNG CWNAG.

Alagpopodidyvwon: YTrapxel évag apliOuog ouvOpOUWY HE TTPOODEUTIKN
OKANPWTIKA au¢non Twv O0TWV , CUNTTEPIAQUBAvVOUEVOU TOU ouvOPOUOoU van
Buchem, Tng okAnpooTtéwong, G aoBéveiag Pyle kar TG 1Ivwdoug
duoTtrAaciag. H dilagopiky didyvwon e€ival Baciopévn OTIG AKTIVOYPOPIKES
OIaPOPEG TOU TUTTOU TNG OKEAETIKAG OUOTTAQCIAG KAl TWV ETTNPEACUEVWV
OOTWV.
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Cri-du-chat Syndrome

Etriong yvwoTté wg: ouvdpopo del(5q) kai cat cry ouvdpopo

To ouvdpopo Cri-du-chat eival pia otravia diarapaxr , 1/50.000 veoyvd, TTOU
OXeTiCeETal pE  dlaypa@r] OKEAOUG TOU Xpwuoowuatog 5 kal ouvhBwg
Taparnpeital o BpéPn Pe XaunAd Bdpog yévvnong. Bpéen pe autd TO
oUVOPOUO CuxXva KAaive o€ TTOAU uywnAd TOVO TTOU OKOUYETAI OAV KPAuyn
yatag. Av Kal To KAGua gival eudidkpITo, dev gival oTaBEPO XAPAKTNPIOTIKO KAl
Oev gu@aviCetal va agopd OOMIKEG avwuaAlieg Tou Adpuyya. H diarapayn
XapakTnpifetal atroé dlavonTiKr) avarrnpia kKol kabuoTtepnuévn avarTuén,
MIKPOKEPAAia, XapunAd BApog yEvvnong, Kal utroTovia aTnv TTaidIkn nAIKia.

AimioAoyia: To ouvdpopo Cri-du-chat TrpokaAegital amrd diaypa®r Tou oKEAOUG
TOU XPWHOOWMATOG 5. AUuTA N XPWHOOWWIKN aAAayr ypdeetal wg 5P. To
MEYEBOG TNG dlaypa@nG TTOIKIAAEI HETAEU TWV aTOPWV. MeAETeg deixvouv OTI Ol
MEYOAUTEPEG Olaypa®EG Teivouv va 0dnyAoouv Oe TTIo coBapr] VONTIKN
avaTrnpia Kal avarrTuglak kabuoTtépnon ato TIG PIKPOTEPES dlaypa@ég. Ol
EPEUVNTEG TTIOTEUOUV OTI N ATTWAEIQ VOGS OUYKEKPINEVOU yovidiou, CTNND2
OUOXETICETAI JE OOPBapr voNTIKA UCTEPNON O€ OPICPEVA ATOPA PE QUTH TNV
KardoTtaon.

Alatapayég Adyou: H mTAcioyn@ia Twv atopwyv avattTuooouv opiAia. Av Kal o
BaBuog TNG YAWOOIKAG €¢aoBEviong HeTABAAAETal avaAoya PE TO ATOWO,
OUCIOOTIKA OAEG Ol TTEPITTITWOEIS TWV ATOPWV €Xouv oofapr) kabuoTtépnon
OoMIAiag. H emkoivwvia gival TTepaITépw €5a0BevIOPEVN O TTEPITITWOEIG TTOU
UTTAPXEI UTTEPWIOOXIOTIO ] XEINEOOXIOTIO KAI UTTEPWIOOXIOTIA.

Alatapaxég oitiong: H amotuyia avAatmTuéng OXeTiCeTal TTOANEG QOPEG ME
VEUPOAOYIKA €AAgiJUATA Kal UTTOTOViO T OTToia, 0¢ OuvOUOOUO PE TNV
UTTEPWIOOXIOTIA, TNV XEIAEOOXIOTIO KAl TNV UTTEPWIOOXIOTIA, MTTOPEI  va
TTEPITTAECOUV TTEPAITEPW TNV TTPWIKUN CITION.

Alatapaxég akong: YTTAapxel aywylun aTmwAEId aKOAG TTOU OXETICETAI JE TNV
Xpovia didxuon oTo YECO OUG.
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Ailatapaxég o@wvnong: O uwnAhdG TOVOG TOU KAGUATOG  ATTOTEAEI
XOPAKTNPIOTIKO O0€ TTOAOUG a0Beveic Kal euPével o€ OAN TNV TTaIdIKA nAIKia. H
aAnBivil ewvr] XpNOIKOTTOIEITAI OTTAVIA VIO ETTIKOIVWVIA.

Alatapaxég avrixnong: H oplAia  XapakTnpioTIKG Ogv  avatTuooETal
ETTOPEVWG N I00PPOTTIa OTNV avThxnon O¢gv gival éva ¢ATnua.

FAwoolikég diatapaxég: H yAwooikr avatrTugn ival atrouoa ) TToAU cofapd
€€aoBeviopEvn.

ZUCTAMATO TTOU ETTNPEAOVTAl TTEPICOOTEPO: KEVTPIKO VEUPIKO OUOTNMA,
QVOTITUEIOKO, KPAVIOTTPOOWTTIKO, YOOTPOEVTEPIKO, MUOOKEAETIKO, KAPDIAKO,
0POaANIKO, Akpa

e KpaVIOTTPOOWTTIKO: 2ZTPOYYUAO TIPOOWTIO KATA Tn BPe@iK nAKia,
QOUMMETPIa TTPOOWTTOU, MIKPOKEQPQAIQ, oTTioBoyvabIouo,
UTTEPWIOOXIOTIA 1] XEIAEOOXIOTIO KAl UTTEPWIOCXIOTIA, XOuNnAry B¢on
OTTIOBIWV TTEPIOTPOPIKWY aUTIWY, akoAouBia Robin, T1poggExouca
PIVIKH pila, OTPOYYUAO TTPOCWTTO.

e AvaTtrruén: Kovrté avaoTtnua, kabuotepnuévn avarTugn, xaunAo Bapog
KATa TN yévvnorn.

o MuookeAeTiKG: MIKpA GKpa, CUCTIACEIG KAl OTPABAETTOdIa equinovanu,
oKoAiwaon, paiBoirroTrodia.

o KevipikO veupikd ouoTnua: Bapidg POpOAG YVWOTIKA €EaoBEvion,
EYKEQOAAIK) QOUMUETPIa, TTPOWPEN UTTOTOVia TTOU akoAouBetital aTrd
UTTEPTOVIA KAI QUENUEVA AVTAVOAKAQOTIKA.

o [AOTPOEVTEPIKA: KaKA TTEPIOTPOPI TOU EVTEPOU.

o Kapdiakd: AvwpoAieg oTnv Kapdid, @avepd apTNEIOKA 1 KOATTIKA
eEAQTTWMATA.

o O@BaAuiké: KAion Twv paTtiwv TTpog Ta KATW.

63



o Akpa: lyavreg 1 ouvingn Twv OAXTUAWV TwV XEPIWV I TTOdIWY, Eviaia
YPAMUA oTnV TTaAdun Tou xepiou.

ESEMENn kau Mpdyvwon: H didpkeia wNAG YeVIKA gival geiwPEvn, TTOAG aTopa
dev €1MICOUV TNG veoyEVVNTNG TTEPIOOOU AAAG OKOUA Kal Ta ATopa TTou (OuV dev
MTTOPOUV Va gival AUTOVOOL.

Ala@opodiayvwon: H didyvwon emReRaltuveTal EUKOAQ ATTd TO KAPUOTUTTO.
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Crouzon Syndrome

Etriong yvwoTé wg: KpavioTrpoowTriKr) ducOoTwon

To ouvdpopo Crouzon €xel AvVAYVWPIOTEI WG YEVETIKO OUVOPOPO aTTO TN
onuooicuon Tou amd Tov Crouzon 10 1912. H TTANBUCUIOKN €TTIKPATNON TOU
ouvdpopou cival 1:25.000. Eival 10 1TI0 ouxvO CUVOPOUO KPAVIOOUVOOTWONG
Kal dia@épel ammd Ta AAAa ouvdpoua OI0TI eV CUVETTAYETAI AVWHAAIEG TwV
XEPIWV Kal TwV TTodIwV. [MoAAG Bpépn pe ouvdpouo Crouzon @aivovTal
QUOIOAOYIKA KATA T yévvnon, av Kal O€ PEPIKEG TTEPITITWOEIG Ol ETTIOPATEIG
TNG OUVOOTWONG €ival ep@aveic. Me TRV avaTTuén kai TNV NAKKia, n oTadiakn
emMOEivWON TNG AVETTAPKEIAG TOU PECOU TTPOOWTIOU YIVETAI TTPOPAVIG, KAl
@TAvEl OTNV KOPUQWON OTO €KTO £TOG KAl OTO &EOTTAOMA TNG €PNPIKAG
avaTTugng. Av uttdpéel augavopevn vOooKpaVIaKN TTiEon, MTTOPEI va UTTAPEEI
KATTOIa VEUPOAOYIKN €TTIOEIiVWON TTOU  aKOAOUBEiTal aTrd  TTOVOKEPAAOUG,
aragia,  GAa WuxokivnTIKG cupTrTwpaTta. H tTAsioyngia Twv acBevwyv pe
ouvdpopo Crouzon €xOuv QUOIOAOYIKF) vOnon Kal avatmTuén av n
KpavioouvooTworn OI10pBwBEi XEIpoupylika oTa TTpwTa oTadia TNG CwNs (n
BEATIOTN TTEPIODOG €ival n BPEPIKA).

AimioAoyia: 10 ocuvdpouo Crouzon o@eileTal oTnV NETAAAAEN VOGS POVADIKOU
yovidiou Tou FGFR2. Autd 10 yovidlo TTapExel 0dnYieg yia TNV KATAOKEUN HIAG
TTPWTEIVNG TTOU OvopadeTal IVOBAACTWY UTTOBOXEQ augnTIKOU TTapdyovta 2 .
MeTagu Twv TTOANATTAWYV AeITOUpyIOV TNG, N TTPWTEIVN AUTH ONUATOOOTEI
QVWPIMA KUTTOPA YIO VA Yivouv Ta KUTTAPA TwV OOTWV KATA Tn OIAPKEID TNG
eMBpPUIKAG avamTuéng. H KAnpovouikOTNTa €ival QUTOOWHIKN ETTIKPATOUCO
TARPouUg OdIEICOUTIKOTNTAG ME TIOIKIAEG ekppaoels. [lepimmou 10 1/3 TWV
TTEPITITWOEWYV ATTOTEAOUV VEEG NETAAAAEEIG.

Alatapaxég Adyou: O1 diatapaxég apBpwong eival TTOAU ouvnBIOUEVEG
eCaITiag TNG KOKAG OUYKAIONG TWV dOVTIWV TTOU OQEIAETal OTNV  dIAOTPERAWON
TNG Avw YyvAabou Kal TNG TTpO0BIag OKEAETIKAG XAOUOdOVTIAG.

Ailatapayxég oitiong: H @payr Twv evagpiwyv diadpouwy Kal n arpnoia tng
PIVIKF) XOAVNG £€XOUV 0QV ATTOTEAEOHUA TNV AdUVANiIa CWOTAG OITIoNG KABwG Ta
VATTIQ TTpooTTaBouv va d1aTnPrioouV TNV avaTtvor] TOUG akKOoun Kal av auto
KooTiogl oTnv d1adIkaoia TNG OITIONG. € TETOIEG TTEPITITWOEIG N PPAyr TOU
agpaywyou TTPETTEl va dlopBwoEi.
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Alatapayxég akong: YTTAPXEl aywyiun 1 MIKTH aTTWAEIQ KOG TTOU OXETICETAl
ME TN OUVOOTWON TWV OOTAPIWY, TNV QUITIAEUPN ATPNCIO TOU ELWTEPIKOU
KavaAioU Kal hE TNV TTEPIOPIOUEVN AEITOUpYia TNG euoTaxiavhg odAtyyag. H
ATTWAEIO TNG AKONG €ival ouvnBwg ATTIA KAl TTEPIOTACIAKA PETPIA. ZXETICETAI
Aueca PE TNV Xpovia acBéveia Tou PEOCW aQuTIOU, TNG XPOvIag ypitTng, Twv
OOTIKWYV QVWHAAIWY, | OTTOIOVOATIOTE CUVOUACHO TWV TPIWV.

Alatapaxég pwvnong: Asv uttdpyxel diarapaxn oTn euvnon.

Alatapaxég avriaxnong: H aviiixnon €ival pIvikr Kal OXETICETAI JE TOV PIKPO
@ApUYyYa Kal TNV PIVIKA KOIAOTNTA.

FAwooikég diatapaxég: H yAwooikr avamrugn cival ouvBwg QuUOIoAOYIKN
EKTOG AV UTTAPEEI EVOOKPAVIOKI) TTiEON.

ZUCTAMATO TTOU  €TTnpeddovTal  TTEPIOOOTEPO:  KpavIOTTPOOWTTIKO,
0POAAUIKO, 0OOVTIKO

e KpaVvIOTTPOOWTTIKO: UDBPOKEPAAIQ, UTTEPWIOXIOTIA, aQPUOIKO OXANaA
TTPOOWTTOU, UTTOTTAACIa Avw yvAabou, TTEPIOTACIOKA UTTEQTPOYI TOU
MOAGKOU 10TOU TOU OUPAVIOKOU, Q@UOIKN Ywviwon Twv auTiwy,
MIKPOKEPAAIQ, KPAvVIOoOUVOOTWON, AKPOKEPAAIQ, KOVTO avw XeiAog Kal
ol PeooBAe@dpleg OXIOMEG TTapoucidlouv  KAion TIpog Ta  KATW,
IB1I6POPPO OXNUA PUTNG TTOU TTPOCOMOIAZEl HE TO PAPPOG TTATTAYAAOU,
eCExouoa yA\wooa

o O@BaoAuiké: ECopBaApia: (dloykwpéva MATIA), oidnua TNG OTITIKAG
OnANg, atTokAivwv OTPABIOPOG, OQOAAUIKOG  UTTEPTEAOPIONOG,
VUOTOYMOG.

e 0OdovrikO: Kakr) auykAeion 1agng lll, odovTikdg ouvwoTIonoG.

66



ESEMEN kai Mpoyvwon: H 1Tpoyvwon yia QUOIOAOYIKA VONTIKI) avaTrTugn
gival apioTn, €I0IKA €AV ETTITEUXOEI KPAVIOTOUN 1} KPAVIOKI AVAKATAOKEUN OTA
TpwTa O0TAdIa TNG CWNAG. MNadId pe ouvdpopo Crouzon TTPETTEI va eAEyOvTal
OIOPKWG VYIa augnuévn €evOOKpaAVIOKY Trieon MEXPI OTOU O €YKEPAAOG
avaTrTuxOei evieAws. Ta UTTOXPEWTIKA AGOn oTtnv apbpwaon oxetiCovial YE
OKEAETIKEG AVWMOAIEG TTOU TTPOKOAOUV KAKEG OUYKAEIoEIS. Ta autd 1o AdyoO,
OIa0TPERBAWOEIG TOU fXou OTO oUvOpopo Crouzon O&v AVANEVOVTAl EQOOOV
d10pBwBOoUV oI paonTIKEG avwpalieg atrd opBoyvabikh XeIPoupyIKkr TTEURAON
1 avaBaduion Tou PEoOU TTPOCWTTOU.

Alagpopodiayvwon: [oAAG véa oUvOpopa TNG KPAVIOOUVOOTWONG €XOUV
TEPIYPAQEi ammd 1Tn okiaypdenon Tou Crouzon, Kal €ival TTOavO OTI TTOAANEG
TTEPITITWOEIG TOU ouvdpouou Pfeiffer, Tou ocuvdpdpou Apert kai Tou T{aKooOV
Weiss, €xouv PETAQPOOTEi e0QaAPEva w¢G ouvdpouo Crouzon. To Crouzon
dla@épel atrd AAAa oUVOPONA TNG KPavioouvooTwong dedopévou OTI OAa Ta
OUNTTEPACHATA TTEPIOPICOVTAI OTOV KPAVIOTTPOOWTTIKO OKEAETO.
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Cryptophthalmos Syndrome

Etriong yvwoTé wg: ouvdpopo Fraser, cuvdOpouo ouvOaKTUAIAG.

To KUPIO XOPAKTNPIOTIKO AUTOU TOU OUVOPOMOU €ival O KPUTTTOPOAAPOG. AuTo
onuaivel 0TI OTO ONUEIO TTOU €ival KAVOVIKA Ta UYATIA UTTAPXEl aTTOUCia TWV
OXIOPMWYV, aAAG Ta PATIO UTTOPOUV VA Eival KAVOVIKA KATW OTTO TO dEPPA TTOU
TA KOAUTITEL

AimioAoyia: AUTOXPWHOOWWIKN UTTOAEITTOMEVN KAnpovould. To yovidio dgv
EXEI XapToypa@nBei 1) TTpoodIOPIOTEI.

Alatapaxég Adyou: H opidia kaBuoTtepeital ouvhBwg AOyw TNG YVWOTIKAG
e€aoBéviong. H apbpwon ptropei €1miong va €6acBevioel O TTEPITTTWOEIG HE
UTTEPWIOXIOTIA ] XEIAEOOXIOTIA.

Alatapaxég oitiong: H oition otn Bpe@iK NAIKia PTTOPEi v QUOKOAEWYEI
eCaImiag TNG AQPUYYIKAG OTEVWONG VW KAl N UTTEPWIOXIOTIO MPTTOPEI va
TTEPITTAEEEN TN OiTION.

Alatapaxég akong: YTTApPXEl YVWOTIKI OTTWAEID  OKOAG  €gaITiag  TNgG
QUOPOPYPIOG TWV OCTAPIWY. TO ECWTEPIKO KAVAAI TWV QUTIWV UTTOPEI ETTIONG VA
gival oTevo.

Alatapayég pwvnong: Asv €xouv TTapaTnEnOEi dIOTAPAXEG OTN WVN.

Alatapaxég avrixnong: H €vpivn aviixnon PTTOPEI va gUQAVIOTEI OTOUG
Q00EVEIG JE TO UTTEPWIOCXIOTIAL.

Mwoolikég diarapaxés: H yAwooikr kabuotépnon kal €EaoBévion eival
KOIVEG AOyWw TNG oUXVvOTNTAG TNG YVWOTIKAG £€00BEvIONG.
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ZUOTAMATO TroU E€TTnpedadovral TePIOOOTEPO: KpavioTrpoowTrikd, AkpQ,
YOOTPEVTEPIKO, KEVTPIKO VEUPIKO oUOTNUA, YEVVNTIKA Opyava.

e  KpavIOTTPOOWTTIKO: ACUMMETPIO TTPOCWTTOU, WTIKEG AVWHOAIESG, XapNAd
KaBopiopéva auTId, UTTEPWICXIOTIA, XEIAEOOXIOTIA, UTTEPTEAOPIOHOG,
oTévwon EWTEPIKOU WTIKOU TTOPOU, €vTovn TPIXOQUIa KOVTA OTa PATIA.

e AKpQ: 2UVvOOKTUAIQ.

o [aoTpeviepikd: OP@AAOKNAAN, avwuaAn TOTTOBETNON TOU OUPAAOU.

o KevTpIKO VEUPIKO oUoTNUA: ['VWOTIK £€a0BEvIOon, EYKEPAAOKAAN,

o [evvnrikd Opyava: Aiupuvon kAegimopidag, Oikepn MPATPA, HIKPA
QPOEVIKA yevvnNTIKA Opyava, utrooTtradia, Kpuyopxia, peyébuvon Tng
KAEITOPIdAG, akATAAANAEG TAATTIYYEG.

o O@BaoAuiké:  KputrtoBaAuia, koASBwpa  BAE@apwy, OEPUOEIDEIG
KUOTEIG, ATTWV QAKOG, KEPATOEIOOUG adla@avela, atmovieg OAKPUIKOI
adEveg, TUPAwWOT.

ESEMEn ka1 Mpéyvwon: Efaptdtar amdé 710 PaBud TG  YVWOTIKAG
€€aoBéviong. H TUpAwaon diopBwveTal ue XEIPOUPYIKA ETTEPRAON.

Ala@opodiayvwon: Aev uttdpxel Kavéva GAAO oUVOPOUO TTOU va EXEl TO
OUUTTITWHA TOU KPUTTTOPOAAUOU.
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C Syndrome

Etriong yvwoTé wg: 2Uvdpopo Opitz TpiywvoKePaAiag

Eivar pia omdvia autoowpiky UTTOAEITTOMEVN  dlatapaxr HE OIOKPITEG
QVWHOAIEG TNG MOPPNG TOU KPAVIOU KAl TOU TTPOCWTTOU, QVWUAAIEG TWV
AKPWV, Kal vONTIKI) uoTéPNOon OTA ATOPA TTOU ETTIRILOVOUV TNG VEOYEVVNTNG
@aong. H TrepigeTpog TOU KEPAAIOU KAl TO OXAMUA €ival QUOIOAOYIKA KATA TN
yévvnon, Kal ol avwpolieg egelicoovtal petd ammo autrv. Ta dkpa kai ol
OuvaKOAoUBeG avwpalieg KOBWG Kal n eTMRApUUEVN eKTEAEDON E€ival eugavn
ato Tn yévvnon. Ta piod r kai Topatmavw atmd 1a ernpealopeva Bpépn dev
@Tavouv oTtnVv TTaIdIKA NAIKia

AiTioAoyia: AuTOowPn UTTOAEMTOMEVN KANPOVOMIKOTNTA. TO yovidlo dev €XEl
Xaptoypa@nBei ) TauToTToINBEI.

Ailatapayxég Adyou: H diavontikr) BAGBN oto ouvdpopo C eival coapr) Kal n
avaTrTugn odiAiag givai atridavn.

Alatapaxég oitiong: H mpdéwpn atrotuyia Tou va avatmtuxBei n oition €ivai
KOIVI] KOl UTTOPEI va a@Oopd TTOIKIAO TTapAYyOVTWY, CUPTTEPIAAPBAvouEvVnG TNG
Bapidg pop@ng UTToTOVIOG, TNG TTAPEPTTOBIONG TWV AEPAYWYWV 0dWV Kal TWV
KAPOIOKWY aVWHAAIWV.

Alatapaxég akong: H e¢acBévion akor dev €xel ava@epBei, aAAG n aywyiun
ATTWAEI0 OKOAG €ival TTIBavr) Kal OXETICETAl WE TIG KPAVIOTTPOOWTTIKEG
QVWHOAIEG.

Alatapaxég ewvnong: H ewvnon dev €xel aglohoynBbei Aoyw Tng EAAEIYNG
OMIAIaG Kal TNG YAWOOIKAG QVATITUENG.

Alatapayxég avrixnong: H aviiixnon dev €xel agiohoynBei Adyw Tng EAAEIYNG
OMIAIaG Kal TNG YAWOOIKAG QVATITUENG.
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Mwoolikég diarapaxég: H vontiki uotépnon o1o ouvdpouo C gival coBapn
Kal N avaTITugn eKQPACTIKAG 1 avTIANTITAG YAWooag gival atribavn.

ZUCTAMATO TTOU ETTnpeddovral TTEPICOOTEPO: KPAVIOTTPOOWTTIKO,
AKPA, KEVTPIKO VEUPIKO OUCTNPA, KAPOIOKO, OPOAAUIKO, YEVVNTIKA
Opyava, OKEAETIKO, OEPUATIKO.

o KpaviomrpoowTrikd: TpiywvokepaAia (Trigonocephaly), Aoyw Tng
TTPOWPNG OTEVWONG TWV OOTWV TOU KPAViou, PETWTTIKA OuvooTwOn,
MIKPOKEQOAAIQ, HIa TTIECPEVN PIVIKA YEQUPA ME éva OUVTOMO Kal TTaxu
PIVIKO dIGPPayua, JOYYOMIKEG TITUXEG BAE@ApoU, PiIkpoyvalia, TTITTEDN
KABeTn auUAakKa KaTd TO PEOO TOU Avw XeEiAoug (philtrum), otrioBia
TTEPIOTPOPIKA auTIA, TTOANQTTAOI OTOUATIKOI XOAIVOi, UTTEPTPOYIa TOU
MOAOGKOU 10TOU TwV TIEPIOXWY TOU OUPAVIOKOU, eupeia yvadiakn
MIKPOKOIAOTNTA, aPUOIKA €NIKOEION XEIAN, TTEPIOTACIOKN
UTTEPWIOOXIOTIA.

o Axkpa: MNoAudakTuAia, ocuvdaKTUAIQ, KOVTA AKPA, oUvOEDEUEVEG DOUEG,
oTpeBAoTTOdIia, PAIBOITTITTOTTOdIA, CUVOEDEPEVES ECOPOPWOEIG.

o KeviplkO VEUPIKO oUOTNPA: 2oBapr VONTIKA UoTEPNON, UTTOTOViIa,
KPIOEIG.

o  Kapdiakd: Auouop@ieg KapdIiag.
o O@BaAuIKS: >TPAPICHOG.

o [evvnTika dpyava: Kpuyopxia, Trpoegéxouca KAsiropida ata BnAukd.

o 2keAeTIKO: KovTto Aaipog, duoTrAaacia 10yiwv.

o Aepuatikd: EAaoTIKG / xaAapd dépua.

Mpoéyvwon Bepatreiag: OTwxA.
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AlagpopoTtroinuévn didyvwon: ‘Evag apiBuog cuvopOuwy XPWHOOWHIKAG
avadIopyavwaong €XOUV TNV TPIYWVOKEPOAIQ KAl TNV UIKPOKEPAAIQ wg ouxva
eupnuarta, ota otroia cuptreplAapBavovtal Ta del (9p), del (llg), dup (139).
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De Barsy Syndrome

Etriong yvwoTto wg: XaAapO PECODEPUIKO OTPWHA ETTIOEPUIOAG PEKAAUWN
TOU KEPATOEIDOUG Kal OdlavonTikr kabuotépnon (cutuslaxa with corneal
clouding and mental retardation).

To ouvdpouyo De Barsy ce€ivar pia otmdavia YeveTIKA diarapaxr TTou
XOPAKTNPICETAI KUPIWG aTrd pia TTPpOWPA YEPAOHEVN EMPAVION TTPOCWTTOU,
KOVTO avdaoTnua Kail diavonTikry kaBuoTépnon. Metagu 35 kai 45 TTepITTTWOEWV
€xouv avaepBei otnv 1aTPIKN BIBAIOYypagia.

AiTioAoyia: To OoUVOPOUO KANPOVOUEITAI PE TOV QUTOOWMO UTTOAEITTONEVO
xapoktipa. H amoloyia Trapauével AQyvwoTn Kal To yovidlo Oev  €xel
TpoodioploTei. QoTO00, PETAANGEEIC oTo yovidio PYCR1 (17925.3) €xouv
TQUTOTTOINGEI O€ QOBEVEIC PE ETTIKAAUTITOUEVO QAIVOTUTTO  (PUTIDIOOUEVO
O£pUA, OOTEOTTEVIA KOI XAPOKTNPIOTIKA TTPOYNPIag).

Alatapaxég Adyou: Ta dartopa pe autd TO OUVOPOUO OV AVATITUOOOUV
ONUAVTIKr OMIAiQ.

Alatapaxég oitiong: Ta OIMOTIKA TTPoBARUATa O@EilovTal 0TV €UEAVION
UTTOTOVIAG KaI OTOV KAKO OTOPATIKO OUVTOVIOUO.

Alatapaxég pwvnong: H wvr) gival ouxva Bpaxvr.

Alatapaxég avrixnong: H oplAia dev avamtuooeTal APKETA WOTE VA
aglohoyn6ei n avrixnon. O KAKOG OCUVTOVIOPOG TOU OTOPATOG Kal N duoapBpia
UTTAPXOUV.

FA\woolkég dilatapaxég: ZuvAbBwg n opINia dev avatrTuooeTal. YTTAPXE
ooBapni YAwoOIKr KaBuoTépnorn.
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ZUCTAMATO TTOU ETTNPEAJOVTAI TTEPIOOCOTEPO: AVATITUEN, KEVTPIKO VEUPIKO
oUOTNHA,KPAVIOTTPOOWTTIKO, OPOAAUIKO, OEPUATIKO, HUOOKEAETIKOS.

e Avarruén; Kovroé avaotnua / vaviouog.

o KevipIkO VEUPIKO ouoTnua: NonTikr) uoTépnon, uttoTovia

o  KpavioTrpoowTrikd: MikpoyvaBiopog i otmoBoyvabioudg, eudidkpita
QUTIA, TTPOEEEXOV UETWTTO, TUVOPPUWON.

o O@BaAuiké: Katappdkrng, HUWTTIa.

o Aepuatikd; [llpoynpia, XaAapd oTpwpa OEPUATOG AOYW MHEIWMEVNG
eA0OTIKOTNTAG (cutislaxa), aug¢nuévn Tpixouia, AIirroatpogia.

o MuookeeTikG: EEGpOBpwon Twv 1oxiwyv, e6apBpwaon Tou avTixelpa.

ESEMEN kai Tpdyvwon: HITpdyvwon yia Bepartreia givar Twxn.

Alagopodidyvwon: >uvdpouo Hutchinson — Gilford, Tpoynpia TTaIdIKAG
NAIKiag n Progeriasyndrome, eAaoTIKO Weudogavlwpua
(PseydoxanthomaElasticum), ouvdpopo Ehlers — Danlos.
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De Lange Syndrome

Etriong yvwoTté wg: >uvdpouo Cornelia de Lange, cuvdpouo Brachmann —
de Lange

Eival pia vyeveriky diarapaxry Ttapouca atmod Tn  yévvnon, aANd  dev
dlayIlyVWOKETAI TTAVTA KATA Tn yévvnon. lNMpokaAei pia oeipd QUOIKWY Kal
YVWOTIKWY  dlatapaxwy, OTwg TO KOVIO avaoTnua Kal TN dlavonTiKnA
KabuoTépnon Kal €TTNPeddel kal Ta duo QUAa. H évapg¢n TnG yAwooag
EMPBapuveTal TTEPICOOTEPO K €ival ouvABwg duoavaloyn TnG OUVOAIKAG
avaTTuéng. ‘Eva aropo ptropei va eg@avicel TTOAG atmod 1a XapakTnpIoTIKA
TOU Ouvdpdpou 1 HEPIKA aTTO  aQuTd. MoAAG Bpéen avaTTTuUooOUV
QVOTTVEUOTIKEG OIATAPAXEG KAl TIVEUMOVIEG, ME OTTOTEAECUA TNG OTTOTUXIO
aQvaTITuénG Kal TG KaraAngén oe Odvaro katd Tnv veoyviki nAikia. H
TANBuouIoKA ouxvoeTnTa uTtroAoyiCetal va eival petagu 1: 10.000 kai 1:
15.000..

Aimioloyia: To oUvOpopo €xel OoTTOpadIK KUPIWG eu@Avion, aAAd Exel
TPOTABEI €vaG QUTOOWMIKOG TPOTTOG €KPPAONG KAl KANPOVOUIKOTNTAG,
Baolopévog o€ €vav PIKPO aplBud KABETwV yevealoyiKwv HETAdOOEwvV. H
TpIowia Tou 30926.3 €xel Bpebei oe Evav aplBud TTePITTTWOEWY, aAAG OxI o€
OAeg, kal éva povadikd yovidlo TTou BpiokeTal oto 3026.3 €ival uTTEUBUVO Yia
TO oUVOpPOO.

Alatapaxég Adyou: H yAwooikry kaBuoTtépnon oto ouvdpouo CdL artroTeAei
ouxvo eupnua. H opidia ptropei va eivar eAAXIOTn 11 eVIEAWG atrouoda. €
€KOE0EIC TTAIBIWV KAl EVNAIKWVY PE ATTIA voNTIKA KaBuoTépnon, n avarrtugn mng
OMIAIQG €TTNPEEACETAI TTEPICCOTEPO ATTO TN YVWOTIKOUG TTAPAYOVTEG Kal N
évapén Tng KaBuoTtepei onuavtika. H adpBpwon ocuvrBwg eival diatapaypévn
eCaITiag TNG KAKNG OUYKAEIONG TNG YVABOU Kal TNG utrEpwiooyxloTiag. H otmioBo-
MIKpoyvaBia odnyei otnv otTioBia B€on TNG YAWOOAG Kal oTnV diatapayuEvn
apBpwon.

Alatapaxég oitiong: YTTApxel YIa TTOIKIAIQ TTapayOvTwy TToU £TTNPEEACOUV TN
oitTion oto ouvdpopo CdL, OTTwG n yaoTpoolioco®ayikry TTaAivOpounon, o
XOUNAOG MUIKOG TOVOG PEOO Kal yUpw atrO TO OTOPA, N MIKpoyvaBia, n
OQMUVTIKI} OTAON TOU OTOMATOG KAl N Adpvnon yia oiTion, KoaBwg Kai n
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€l0pOPNON  TPOPNG Kal uypwv. Ta PBpéen JTTOPEI va AVTIMETWTTICOUV
OUOKOAIEG OTO TIITTIAIOPA ( OUVTOVIOUOG, KATATTOOT), AVATTVON).

Alatapaxég akog: H atmrwAgia akorg PTTopei va gival aywyiun ( TTpoKaAEiTal
ammd avwHaAieg Tou €Ew wTdG ) / Kal Ta 00TAPIO TOU MPECOU WTOG ),
vEUPOQIOONTAPIA (WG ATTOTEAECHA TNG OUCAEITOUPYIAG TWV ECWTEPIKWY DOPWV
TOU auTiou, OnAadry Tou KOxAia), MIKTR ( OuvOUOOPOG aywyiung Kai
VEUPOQIOONTAPIAG), KEVTPIKA) OKOUOTIKI) QuoAsitoupyia ammd  BAGBn n
duoAeiroupyia oTO ETTITTEDO TOU OYOOOU KPAVIOKOU VEUPOU, OKOUGCTIKOU
EVKEQAAIKOU OTEAEXOUG 1) EYKEPAAIKO PAOIO.

Alatapaxég ewvnong: H Bpaxvy @wvr) PTTopei va traparnenBei ammdé 1o
TTPWTO KAGua Twv TTadIwv pe ouvdpopo CdL, To otroio gival etTiong xaunAou
TOVOU.

Alatapaxég avrixnong: H utreppivikOTNTA KAl N UTTOPIVIKOTATA PTTOPEI va
TaparnenBouv. H utreppivikdTNTa OuvnlBifeTal oTa ATOopa PE OUVOPOUO
deLangeTtrou £€xouv UTTEPWIOCXIOTIO. H UTTOPIVIKOTNTA UTTOPEI va EUPAVIOTEI O€
MEPIKEG TTEPITITWOEIG EEAITIAG TNG PIVIKNAG KAWOUAAG TTOU €ival PIKPOTEPN ATTO
TO QUOIOAOYIKO. H avwpuoAn oTopatikh aviixnon eival €1riong ouvnBiopévn
AOyw Tng omoBo — piIKpoyvaBiag TTou TTPOKaAEi TV oTrioBla B6éon TNng
YAWOOOG OTO OTOPATOPAPUYYQ KAl OTOV UTTOQAPUYYQ, KOAUTITOVTAG TN
OTOMATIKI AVTAXNON.

F\woolikég dlartapaxég: H ouvtpImTTikn TTAciown@ia Twv TTAIBIWY  TTOU
dlaylyvwokovtal Je TO ouvdpopo de Lange e€u@aviCouv TTIVEUPOTIKNA
kabuoTépnon, Pe Babud TTou Kupaivetal atrd ATTa £éwg cofBapn. H yAwooa
cival ooBapd egaoBeviopévn atmod o1 Ba avauevotav o€ oxéon JeE To BaBud
TNG YVWOTIKNG €Ea0BEvIONG. ZTIC TIEPITITWOEIG OOBapng €EaoBéviong n
yAwooa dev gu@aviCetal. H ek@paoTiK IKavoTnTa TNG YAWooAg TnpeddeTal
Mo ooBapd atmrd 1n OEIKTIKA YAwooa.
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ZuoTAUMATO Trou emrnpedadovral TePIcoOTEPO: KpavioTrpoowtriko, KNZ,
QVOTITUEIOKO, AKpa, OepuaTtikOG, OOOVTIKO, ,JUOOKEAETIKO,  YEVVNTIKO,
OUPOTTOINTIKO, AINATOAOYIKO KAl YOO TPEVTEPIKO.

o KpavIioTTpoowTrike: MIKpoke@aAia, BpayuAaiyia, uiIKpoyvabia, AeTTd
XEIAN, KAion oTéuaTOG TTPOG T KATW, TTEPIOTPOPIKA Kal XaunA B€on
QUTIWV, BEUTEPEUOUOEG ECWTEPIKEG AVWHPAAIEG AUTIWV, OUVOPPUWOT.

o KeviplkO VEUPIKO ouoTnua: AiavonTikfy KabuoTépnon, UTTEPTOViIa,
OTTIoB0TOVIK Y  OTAOTN,  E€MANTITIKEG  KPIOEIG,  QUTIOTIKEG KOl
QUTOKATOOTPOPIKEG TAOEIG.

e AvatrTugiako: Kovto avaotnua, xapunAo Bapog yévvnong

o Axkpa: Meiwon Twv Aakpwv ( QWKOUEAEID), aTToucia OAKTUAWV,
ATTOKAION 1 TTAPEKKAION €VOG N TTEPIOCOOTEPWY OAKTUAWY, KOVTOG

TAXNG, aTmoucia KvAPNg, dIXoTopnuévog unpog, XapnAn  Béon
QVTIXEIPWV.

o Kapdiakd: KapdiakEéG avwpaAies ( TTEPITToU T0 25% Twv TTEPITITWOEWV
€XOUV ouyyevr) KapdIoTTabeia).

o Agpuarikd: TofwTd Kal TTUKVA @PUdIa TTOU CUVAVTWVTAlI OTn HEON,
QavATITUEN TPIXOQPUIOG OTO PETWTTO KAl XaunAd oTtov auxéva, dEpUATIKN
Mapuapiyn ( cutismarmorata), TTOANQTTAOI, BaBIG XpWHATIOTOI OTTIAOL.

o Odovrikd: Mikpd apaid dvTIa.

o MuookeAeTikG: eploplopévn Kivnon Twv apBpwoewy, KaBuoTepnuévn
OKEAETIKA wpigavon.

e [evvnTIKO — oUPOTTOINTIKO: NEUPIKEG AVWHAAIEG, KUPIWG KUOTEOOUPNTIKA
TTAAIVOPOUNON, UTTOTTAQCTIKA VEQPJ, KpuWopXia Kal uTTooTradiacn oTa
ApPOEVIKA, dikepn oTa BNAUKA.

e AluaToAOVIKO: @pouBoKuTOoTTEVIa
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o [AOTPEVIEPIKO: [AOTPOOICOPAYIKI) TTAAIVOPOUNO, dIAPPAYMATIKA KAAN,
0I00QAYIKI OTEVWOT], OITTAACIACUOG TOU JEYAAOU EVTEPOU, KUOTIOIO TOU
Meckel

Mpdéyvwon Bepatreiag: Kupaiveral ammd PETPIA EWG QTWXI. XAPAKTNPIOTIKA
QPTWXN OXETIKA PE TNV EKPPOAOTIKI) YAwooa kal Tnv opidia. ‘Eva peydAo
TTO000TO TWV aTOPWYV he CdL ouvdpouo evidooovTal o€ IDPUPATA.

Alagpopodiayvwon: H Tpaxid EueAavion TOU TTPOCWTTOU TTOU OXETICETAI PE TNV
VONTIKI] UOTEPNON Kal TTapaTtnpeeital oto ouvdpopo de Langeptropei va
TTOPOUCIACEl HEPIKEG OPOIOTNTEG PE TO oUvOpopo Coffin-Siris. MapoAa autd, ol
KAIVIKEG €kONAWOEIG Tou ouvdpouou de Lange cival TTOAU OIOKPITEG KAl N
d1ayvwaon dev gival BUOKOAN. H uTrepTpixwaon, ol OTEVEG OXIONEG OTa BAEPapQ,
n emimedn pIVIKA yéQupa, n HIKpoyvadia, n Kapdlokr, N VEPPIKN, KAl Ol
YEVVNTIKEG avWPAAIES gival Koiva ota ouvdopa CdL kai Fryns.
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Diastrophic Dysplasia

Etriong YVWOTO wg: 2 UVOPOlO dIa0TPOYIKOU vaviouou
(diastrophicdwarfism)

H diaoTtpo@ikr) duoTrAacia gival pia diatapaxri TG avaTtiTugng Twv XOvopwv
KAl TWV OO0TWV. Ta €TNPEQCUEVA ATOUA €XOUV KOVTO avAoTnUa Kal KOVTA
akpa. ExTiparal 61 n diarapayn emrnpeadel 1 ota 100.000 veoyvd. EpgaviceTal
og OAoug Toug TTANBuopoUg, aANd @aiveTal va eival 1IBIAITEpa ouyxvd OTn
divAavdia.

AiTioAoyia: Autéowpun uttoAermmopevn KAnpovouid. To yovidio TTou euBuveral
yla Tn dlaoTpo®ry duoTrAacia gival yvwoTtd wg DTDST (Diastrophic Dysplasia
SultateTransporter) kol €xel €VIOTTIOTEI OTO MPAKPU Ppaxiova () Tou
Xpwpoowpuartog 5 (5932 — 33.1).

Alatapaxég Adyou: H apBpwon e€aoBevei AOyw TNG KAKAG OUYKAEIONG TwV
dovTiwv  Kal  TNG HIKpoyvaBiag. AvTioTaBUIOTIKG  apBpwTikG  poTiBa
edoavifovralr  egaitiagc NG BEAOQPAPUYYIKAG  AVETTAPKEIAG KAl TNG
UTTEPWIOCXIOTIOG.

Alatapayxég oitiong: lNpoBAnuara oitiong utdpxouv Adyw Tng amoepaing
TWV AVW 0EPAYWYWVY Kal dIOTAPAXWY TWV KATW agpaywywv odwv. Bpéen pe
akoAouBia Robinkal pikpoyvaBia putropei va £€Xouv avatrveuoTIKA TTPOBARuaTa.
H utrepwiooxioTia, OTav UTTAPXEl, DUOKOAEUEI TTEPICTOTEPO TNV CITION.

Alatapaxég akorlg: H amwAeia akong dev ouvnBifeTal OoTa ATOPA ME
dlaoTpo@ikr) duoTTAacia. QOTOC0, O€ TTEPITITWOEIG PNE UTTEPWIOOXIOTIA, UTTOPEI
va UTTAPEEI aywyiun atmwAEIad akong, AOyw OTéEvwong TwV €6 OKOUOTIKWY
TTOPWV 1 AOyw aTTOUCiag TWV AKOUOTIKWY O0TAPIWY OTO £0W AUTI.

Alatapaxég ewvnong: H owvn €ival OxeTIKA Bpaxvr Kal yiveralr avTIANTITH
aTTO TO TTPWTO KAGUA TOU BPEPOUG.
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Alatapaxég avrixnong: H utteppivikOTNTA  gu@avifetar  AOyw TG
UTTEPWIOOXIOTIAG, N OTIoid  ATTOTEAEI  XAPOKTNPIOTIKO  YVWPIOPA NG
dIaToPOoYIKNG duoTTAaCiag. H oTopaTikr avrixnon KOAUTITETAI KAl JETPIACETA,
ouxvd, atro Tnv Jikpoyvalia.

ZuoTAHATA mou grnpeadovral MEPICOOTEPO: AvartrTugiako,
KPAVIOTTPOOWTTIKO, AKPA, OKEAETIKO.

e AvaTTTUgIaKO: KOVTA AKpd, SUCAVAAOYO KOVTO avAaoTnua.

o KpaviomrpoowTrikd: Mikpoyvaia, TTpoeCEXOV  MPETWTTO, METWTTIKO
aigayyeiwpa  (Méong  YPAMMAG)AOYW avwPaAnNg  KATAVOUNAG  Twv
MIKPOOKOTTIKWY  QIJOPOPWY  QyYEiWY, UTTEPWIOOXIOTIA, 00TEwoN,
TMETPEVN PIVIKN YEQUPA, KUOTIKA dI0YKwon auTiou/

e Akpa: Mn ouoloAoyikry B€on Tou avTixelpa, WAEvia aTTOKAION TWV
OaKTUAWYV, BpaxudakTuAia, oTpeBAoTTodia.

o 2KEAETIKO: AVWHOAIEG TWV O0TWV TNG OTTOVOUAIKAG OTAANG, OKOAiwon,
KUQWON  IBIQITEPA TWV  QUXEVIKWYV  OTTOVOUAWYV,  €KQUAIOTIKN
apBpoTTddeia Tou Io)iou.

ESEMEN kai mpoyvwon: e KATIOIEG TTEPITITWOEIG, N Bepatreia yia TNV
QVOTTVEUOTIKH aTTOQPAEN aTTOTUYXAVEl KAl Ta AToga KAataAfyouv o€ Bavaro.
QoT1600, OTIG TTEPICCOTEPES TTEPITITWOEIG, Ol a0BevEIG €MICOUV TNG VEOYVIKNG
Kal Tng TadIKAG nAKKiag. H utrepwiooyioTia SI0pOwVETAl PE XEIPOUPYIKN)
ETTEPPAON KAl UTTAPXEI TTPOOTITIKH YIA QUOIOAOYIKI) QVATITUEN TNG OUIAIAG.

Ailagpopodidayvwon: H Oi0oTpo@iky duoTrAacia atroTeAel  PEPOG  €VOg
@aouartog dlaTapayxwy. To ouvOPOPOo HOIAdEl e Jia KATAoTAON TTOU OpICeTal
w¢g artehooTeoyévvnon (atelosteogenesis) tutou 2. [pdwpn ooTeoTTOION
KAPTTOU KAl YNQIakEG QUOTTAQCIEG ITTOPEI VA UTTAPYXOUV O€ VEOYVA Kal BpEpn
ME oUvOpouoLarsen, ouUvdpouo Otolopalatodigital, otnv duoTtAacia
Desbuquois, kai oTn xovdpoduoTrAacia. 2ZUOTIACEIC KAl  PECOUENIOKN
Bpaxuvon Twv GKPWV PTTOPEI va UTTAPXOUV OTNV OUOOUOTIAACIA. 2UYYEVEIG
OUCTTAOEIG PE ATTIEG OKEAETIKEG avWMPAAieg pTTOpEi va BpeBolv o€ dIAPopPES
MOPQEG Ouyyevoug apBpoyputtwong. H dlagopik didyvwaon TIPETTEl av
TEPINAPBAVEI OTNV TTPOYEVVNTIKI TTEPIOOO OKEAETIKEG DUOTTAACIEG KOBWG Kal
GAAEG KOTAOTAOEIG PHE MEIWPEVO MAKOG 1/ KAl CUOTTAOEIG.
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Distal Arthrogryposis

Etriong yvwotdé wg: NMoANaTTA oup@utn apBpoyputtwaon, TTEPIPEPEIOKN,
TutTou 1.(Arthrogryposismultiplexcongenital, distal, type 1.)

H apBpoyputtwn avagEpeTal €iTe 0ek ATTOI0 OUVOPOMO, EiTE O€ MIa OPAdQ
TaBROEwWV TTOIKIANG aiTioAoyiag Kal TTOAUTTAOKO  KAIVIKG  XOPAKTNPIOTIKA,
OUNTTEPIANANPBAVOUEVWY TWV TTOANATTAWY OUYYEVWY OUCTTAOEWV OE DIAPOPES
TTEPIOXEG TOU OWHATOG. MEPIKEG TTEPITITWOEIG TTAPOUCIACOUV ETTIONG TNV
akoAouBia Robin. Etrnpedder repitrou 1 ota 2-3000 dropa.

AimoAoyia: Autéowun Kupiapxn kAnpovouid. To yovidio €xel xapToypa®nOei
O€ OPIOUPEVEG TTEPITITWOEIC OTO 9p21-g21, OTNV TTEPIKEVTPIKI MEPIdA TOU
Xpwpoowuatog 9.

Ailatapaxég Adyou: H dapbpwon ptopei va emnpeactei AOyw TG
UTTEPWIOOXIOTIAG, TNG MIKPoyvaBbiag, Tng TTEPIOPIOCPEVNG Kivnong TNG KATW
yvabou, Tng xaopodovTiag Kal Tng KOKAG OUyKAEiong Twv dovTiwy. [ivetal
XPron avtioTaduIoTIKWY TPOTTWV ApBpwaong.

Ailatapayxég oitiong: H mpéwon oition €€aoBevei AOyw NG TTapePTTddiong
TWV AEPAYWYWYV 00WV, KUPIWG OTIG TTEPITITWOEIC TTOU CUVOELOVTAl UE TNV
akoAouBia Robin.

Alatapayxég akong :H akon gival ouvBwg QuaIoAoyIKH).

Alatapayég ewvnong: H ewvr) gival cuvhBwg QUOIOAOYIKH.

Alatapaxég avrixnong: H pivikip  aviixnon emnpeddetal Adyw NG
UTTEPWIOOXIOTIAG Kal TNG PEAOQAPUYYIKAG QVETTAPKEING, €VW N OTOMOTIKNA

86



avtixnon €¢aoBevei AOyw TnG MIKPoyvabiag kal TG TTEPIOPICPEVNG Kivnong
NG KATW yvadou.

Mwoolikég dlarapaxés: H yAwooik kKal n yvwoTK avarmTugn €ival
(PUOIOAOYIKEG.

ZUOTAMATO TrOU ETTNPEAlovTal  TTEPIOOOTEPO: MUOOKEAETIKO, AKpPQ,
KPAVIOTTPOOWTTIKO.

o KpavioTrpoowTrikd: MikpoyvabBia, akoAouBia Robin.

o Akpa: QAévia atTOKAION TwV Avw AKPWYV, KAPUTITOOOKTUAIA, UTTOTTAACIQ.

o MuoOKEAETIKO : APBPWTIKEG CUOTIACEIG.

ESEMEN ka1 mrpoyvwon: H Beparreia TTpooapudleTal OTIG AVAYKEG TOU
TTAOXOVTOG TTaIdiou. 2Tn Bepartreia PETA Tn yévvnon, n oTroia fonddsl oTo va
XOAOPWOOUV Ol OCUCTTIACEIG KAl ETTAVEKTTAIOEUEI TOUG HUEG, TA TTEPICTOTEPA
ATOPA AVTIOPOUV ECAIPETIKA.

Alag@opodiayvwon: H otpeBAotTodia o€ cuvduaoud Pe TNV PIKpoyvabia Kal
TNV akoAouBia Robin gugavifovtal €1miong oto ocuvdpouo Freeman-Sheldon,
TO OTTOIO EPQPAVICEl KAl ApBPWTIKEG OUCTTACEIG , Kal 0TO oUuvdpopo Stickler.

87



Down Syndrome

Etriong yvwoTté wg: Tpiowpia 21

To oUvOPOUO KATNYOPIOTTOINONKE YIa TTPWTN eopd atrd Tov Langton Down T0
1866. Eivar pia kKAiviky  UTTapgn ME MEYAAN TTOIKIANIO XAPOKTNPIOTIKWY
eupnuaTwy, TTOAAG atrd Ta oTroia eival eugavry kartd tn yévvnon. Eival o 1o
YVWOTOG TUTTOG VONTIKAG uoTépnong. Mia a@uoikn XpWHOOWWIKA ouvleon
EMQavVIOTNKE va €ival n airia Tou ouvdpouou atmd Toug Lejeune, Gauthien,
Turpisto 1959. H xpwuoowuIKA avwuaAia gival ouxvotepa n Tpicwyia 21,
aAAG pTTOpPEI £TTIONG VA TTEPIAAUPBAVEI JIA UETATOTTION 1} HWOAIKIOUO.

Aimoloyia: To ouvdpopo DowntrpokaAeital  ammé  TpICWMIa  Tou
Xpwuoowpatog 21 Tou ouoTripatog Denver( T0 «kKavoviko» ouvopopo Down ).
MepioTaoiakd, TO €TMITTAéOV  XpwHoOowua Oev  eival  €AeUBepo, aAAG
METATOTTIONEVO OE GAAO XPWHOOWHA (KUETATOTTIONEVO» OUVOPOUO Down).
2TNV TTAEIOVOTNTA TWV TTEPITITWOEWY, OTAV YEVVIETAI TO ETTNPEACHUEVO ATOMO, N
MNTEPQ €ival Avw Twv 35 eTWV.

Alatapaxég Adyou: H mmapaywyr) Tou Adyou Twv atépwyv e ouvdpouo Down
MTTOPEI va OXETICeTal UE DIOPOPEG TNV TTPOYOPIKN dour kai Aeiroupyia. Ol
OOUIKEG DIaQPOopPES TTEPINAUPBAVOUV UIKPr) OTOMATIKA KOINOTNTA WE Hia OXETIKA
MEYAAN yYAwooa kal pia otevh, upnAd To¢wTth utrepwa. H atroudia puwy, ol
KAKWG OlI0@OPOTIOINKEVOI PUEG 1] O1 ETTITTAEOV PUEG XAPOKTNPICOUV TIG OOUEG
TOU TTPOOWTIOU. AIQQOPEG OTIC VEUPWOEIG TwV VEUPWVY €xouv Bpedei. Ol
OIaPOPEG AUTEG TTIOTEUETAI OTI eUBUVOVTAI, €V UEPEL, VIO TNV KAKI KATAvOnon
TNG OMINIOG HEOW dUOAPOPIKWY TTAPAYOVTWY, OTTWG N MEIWPEVN TaXUTNTA , TO
€UPOG TNG Kivnong Kal 0 OUVTOVIOUOG Twv apbpwTwv. H utrepwiooyioTia, av
Kal 0ev atroTeAEl ouvnNBIONEVO XOPAKTNPIOTIKO TOU OUVOPOUOU, UTTAPXEl OE
MEYOAAUTEPN cuyxvoTNTa atr’ OTI OTO YEVIKO TTANBUCMO, KAl PTTOPEI VA E€XEI WG
QATTOTEAEOUA QVTIOTOOUIOTIKEG UTTOKATAOTACEIG, TTOU TTPOCTIOEVTAl Yadi PE TIG
UTTOAOITTEG APOPWTIKES DIATAPAXEG.

Alatapaxég oitiong: H oition emnpeddetal egaimiog Tou XaunAou pUikou
TOVOU, TWV  QOVATIVEUOTIKWY KAl KAPJIaKwV  TTPORANUATWY,  Twv
YOOTPEVTEPIKWY DIATAPAXWV.
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Alatapaxég akong: [lepimou 1a 2 / 3 Twv TAIdIWY HPE OUVOPOUO
Downegp@avifouv aywyiun, veupoaiodntrpia r JIKTAATTWAEIQ akong. MTTopei
va TTNPEACEI £va 1] KAl T U0 auTIA KAl KupaiveTal atrd NTTia €éwg cofapn. Ta
TTaIdIA PE AQUTO TO OUVOPONO, UTTOPEI av gival IBIAITEPA ETTIPPETTI) OTNV WTITIOA,
TOAVOV AOYW TWV OTEVWV OKOUCTIKWY TTOPWYV KAl TWV KPAVIOTTPOCWITTIKWY
dIaPOPWV TTOU TTAPOUCIACOUV.

Alatapaxég ewvnong: H ewvr) gival Tpaxid, Aapuyyikr, e XaunAn évraon.

Alatapaxég avrixnong: Ailrapaxeég TG PIVIKAG KAl TG OTOUATIKAG
avTAXNONG TTaPATNEOUVTAI OTO OUVOPOUO. H utTEPPIVIKOTATA ouvnBileTal OTIG
TTEPITITWOEIG PJE UTTEPWIOOXIOTIA. H oToparikr avrixnon diatapdooetal AOyw
TWV UTTEPTPOPIKWYV APUYOAAWV.

Mwooikég diatapaxés: Ta Tadid pe ouvdpouo Down  eu@avifouv
KabuoTépnon TNG YAWOOIKNAG avaTrTuéns. Ep@avifouv pwpoAloyia Pe XPOVIKN
KaBuoTEépnon o€ oxéon ME Ta TTaIdIG TToUu dev TTAOYXOUV aTTO TO OUVOPOWO,
OTTWG ETTIONG PE XPOVIKA KABuoTEPNON eUPaAvICOuV TNV IKAVOTNTA va UIMOUVTAI
TIPAEEIS KAl va XPNOIYOTIOIOUV XEIPOVOMIES. H IkavoTnTa TTPOoANWNG Aégewy
gival oe KaAUTepO €TTiTEdO aTTO TNV IKAVOTNTA TTapaywyng. Otav ta maidid
MEYOAWwVoOUV, N YAWwooa WPOIAel TNAEYPAPIKN KAl UTTAPXEI OUOKOAIO OTOUG
OUVTAKTIKOUG KAVOVEG KAl OTO OXNMUATIONO TTPOTACEWV. H YAwOOIKA 1IKavoTnTa
OTAPATA VA QVOTITUCCETAL.

ZUCTAMATO TTOU €TTNPEadovTal TTEPICOOTEPO: Kevipikd VEUPIKO cUOTNUA,
KPAVIOTTPOOWTTIKO, AVATITUSIOKO, KAPOIOKO, YOOTPEVTEPIKO, AKPA, OPOAAUIKO,
QINOTOAOYIKO.

o KevTpIKO VEUPIKO OUCTNUA: VONTIKI UOTEPNON, utTtoTovia, Alzheimer

o KpavIioTTpoowTTikO: MIKPOKEQOAia, Bpaxuke@aAia, WIKpr YUTN ME Mia
TECPEVN PIVIKA YEQUPA, KAION TTPOG Ta TTAVW TWV HECORAEQPAPIWY
OXIOMWYV, JEYAAN YAwooa, SUCTTAACTIKA QUTIA, TITUXEG TOU ETTIKAVOOU.

e AvaTtruén: Kovto avaoTtnua.
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o KapdIakad: Zuyyeveig KAPOIOKES AVWHOANIEG.

o [aoTpeviepikd:  AoBéveia  Hirshsprung,  TTUAwpik  oTévwon,
TTAPEUTTODION dWOdEKAdAKTUAIAG, adIATPNTOG TTPWKTOG, aTpNaTia.

o Akpa: KAivodakTuAia, BpaxudakTuAia.

o O@BaAuIKS: 2TPaBIOUOG, VUOTAYUOG, KATAPPAKTNG. MIKPEG AEUKEG
KNAideG oTnVv ipIda.

e AluaToAoyIKO: Aguxaiyia

ESEAMIEN Kol TTPOYVWON: 2€ OPICUEVEG TTEPITITWOEIG, CUVIOTATAI XEIPOUPYIKN
QTTOKATAOTACHN OPICHEVWV KPAVIOTTPOOWTTIKWY, KAPOIAKWY, YOOTPEVTEPIKWV
Ka/fl GA\wv avwpoAiwy TTou  oxeTiCovral pe TN dlatapaxni. H 1rpwiun
TTapéuBaon civalr onuavtikg yia 1N dlao@dAAion o1 Ta TTAIdIG Ye oUVOPOUO
Down @tavouv TIG duvaTtOTNTEG TOUG. EIDIKEG UTTNPECIEG TTOU PTTOPOUV VA
BonBrAoouv  TeplAapPavouv €10k ekmTaideuon  ,  AoyoBeparreia,
QuOoIKOBepaTTEia, KOBWG Kal AAAEG IOTPIKEG, KOIVWVIKEG KAl ETTAYYEAUATIKEG
UTTNPECIEG.

Ala@opodiayvwon: To ouvdpopyo Down €xel povadikd  Kal  dlakpItd
QavoTuTIO.
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Dubowitz Syndrome

Etriong yvwoTté wg:

To ouvdpopo Dubowitz €ivar pia OTTAVIQ QUTOCWHMOTIKI)  UTTOAEITTOUEVN
dlatapayn TToOU EVTOTTIOTNKE yia TTPWTN @opd o€ Taidid Tpiv 40 xpovia. ‘Exouv
Kataypa@ei Aiyotepeg atmod 200 TTEPITITWOEIG TTAYKOOMIWG KAl TTapaTnpouvTal
TTOAOATTAEG BAGBEG OTn Qwvr Kal TNV avtixnon. Mrropei va diayvwobei o€
oTroladATTOTE NAIKIa aAAd €ival 1Mo ouxvr] oTnv TTPWIYN TTAIBIKA NAIKIa Adyw
TWV CUVOQWYV XOPAKTNPIOTIKWY KAl TWV 1ATPIKWY TTPORANUATWV.

AimioAoyia: Eival autoowpikry UTTOAEITTONEVN KANPOVOMPIKOTNTA. To yovidlo
Oev €xel avayvwploBei 11 xaptoypa®nbei akoun. MapoAa autd atmmd PEAETEG
QAIVETE va OQEIAETAI O€ QAVETTAPKEIA AUENTIKNG OpUOVNG 1 EAATTWHPATA OTO
MOVOTTATI TNG BloouvBeong TNG XOANOTEPOANG

Alatapaxég Adyou: H évapén tng oplAiag eivar kabuoTtepnuévn. H GpBpwon
MTTOpEl  va  onuaTtodotnBei a1md  avTIoTABPIOTIKA  TTPOTUTTA  ApBpwaong
OEUTEPEUOVTWG TIPOG TNV UTTEPWIOCKIOTIA KAl TNV QOPUYYOUTTEPWIA
QVETTAPKEIA, 1] ATTO APUOIKN apBPWTIKY) TOTTOBETNON TTOU OXETICETAI YE KAKNA
OUyKAEIOn Twv OovTiwv. H Kok OUykKAIon Twv OOoVTIWV OTTWwG Kal N
XoouodovTia o@eileTal OTNV PIKPOYvaBia TO OTToi0 £XEl WG ATTOTEAEOUA TNV
YAWOOIKN TTpoeCoxn KaTd Tn dIAPKEIQ TNG OUIAIAG.

Ailatapaxég oitiong: H duokoAia oitiong o@eiAeTal oTnv uTTOTOVIA, TNV
MIKpoyvaBia, ocuvakdAouBn ouvelIo@opd TNG oTnV @Payr Tou agpaywyou Kal
TNV utrepwiooyIoTia. O1 xpovieg €AKWOEIG POAUVOEIG TOU OTOPATOG MTTOPEI
EMITTAEOV VO KAVOUV TNV OiTIon €Twduvn Kal va dnuioupyocouv Tnv dpvnon
yla Tnv 1p0@R. O OUXVOG €UETOG €ival ouvnBIOPEVOG OTTWG Kal N XPovia
didppola.

AlaTapayx€ég akKong: aywyiun aTTwAEId aKONG OEUTEPEUOVTWG TTPOG TN XPovia
€KPOI Tou PEoou auTiou gival ocuvnBiouévrn. ATouya pe ouvdpouo Dubowitz
TTAPOUCIACOUV UYNAOTEPN OUXVOTNTA JOAUVOEWY TOU AVW AVOATIVEUOTIKOU Kal
MEPIKEG QAVOOOTTIOINTIKEG OIATAPAXEG, ME ATTOTEAEOPA VO ETTIOEIVWVETAI N
aoBéveia Tou JECOU auTIOU.
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Alatapaxég ewvnong: H ewvr) gival Tpayid, Bpaxvr] Kai g ugnAoug TOVOUG.

Alatapaxég avrixnong: H xpoid 1ng ewvng otnv otroia n diodog Tou agpa
dla TNG PUTNG €ival UTTEPUETPN €ival ouvnBiopévn oTto ouvdpouo Dubowitz. H
UTTEPWIOOXIOTIA, N UTTOBAEVVOYOVIQ UTTEPWIOOXIOTIA, KAl akOun n akoAoubia
Robin ptropei va ouveio@épouv, aAANG JTTOPEi €TTIONG va UTTAPXOUV Kal
VEUPOAOYIKA OTOIXEIO OTNV QaPUYYOUTTEPWIA AVETTAPKEIQ.

MAwooikég diatapaxEg: H YAwOoOIK avaTtrtugn TTOIKIAEl OUPPWVA KAl PHE TNV
KIVNTIKA avaTrTugn. H ek@paoTikr) yAwooa gival 101aiTepa eIBapupévn Kal n
évapén Tng oMINiag apyei TTavra. YTAapxel, TapoAa autd, n duvardtnTa
avaTTAPWONG TOU KEVOU KAl OTIG TTEPICTOTEPES TTEPITITWOEIG N YAWooaA €ival
Aeiroupyikr. ‘Evag pikpog apiBudg aoBevwyv €xouv TTOAU ocofapry vonTikh
uoTEPNON Kal OEV AVATITUCOOUV 1ID1aITEPN 1 KAl KOBOAOU AgIToupyIKA YAwooa.

ZUOTHMATO Tou gmrnpeadovral MEPIOCCOTEPO: AvartrTugliako,
KPQVIOTTPOOWTTIKO, CUUTTEPIPOPIKO, OPOAAUIKO, ETTIOEPUIOA, KEVTPIKO VEUPIKO
oUoTNUA, YOOTPEVTEPIKO, OUPOTTOIOVEVVNTIKO, AYYEIOKO, €VOOKPIVOAOYIKO,
alJaTtoAoyIkd cUoTNUA, AvOOOTTOINTIKO.

e Avarrrugiakd: Kovtd avaotnua, Atma €éwg oofapry vonTikr oTépnon,
EMPBPaduUPEVN AVATITUEN, KABUOTEPNUEVN KIVNTIKI AvATITUEN Kal €Kpnén
TWV OOVTIWV, XauNAGBAPOG KaTa Tn yEvvnaor, UTToTovia.

o KpavIoTTpoowTTIKO: MIKpOKEQAAIQ, KEKAINEVO  HETWTTO, OTEVO N
TPIYWVIKO TTPOOWTIO, PIKpoyvalia, Ta auTid dia@épouv o€ PEyEBOG Kal
é¢xouv otrioBia  KkAion, e&€xouoa OTpoyyuArp dAkpn TNG PUTNG,
UTTEPWIOXIOTIA, OXIOMEVN OTAQUAN, aouvhBioTa TOLOTOG KAl OTEVOG
oupaviokog, PBAepapo@iyworn, akoloubia Robin, apaid @pudia
TTAEUPIKA.

o JUUTTEPIPOPIKO: YTTEPKIVATIKOTNTA, VIPOTTAAOTNTA, QATTEXOEIQ YIO TOUG
duvatoug Bopufoug, OCUVTOPO €UPOG TIPOOOXNG, ETIOETIKOTNTA,
dlatapaxEG UTTVOU Kal VUXTEPIVE) Evoupnon.

o Emdepuida: Aeppatikd egavoruara, apaid JaAAid.
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OpBaAUIKO: YT1repTOAIOuOG, MIKpO@OaAuiq, UTTEPUETPWTTIA,
KaTappAakTngG, TTPWTOYEVNG XPWOTIKOG EKQUAIOUOG TOU
AU@IBANCTPOEIDOUG.

Keviplkd veupikd ouoTtnua: MoikiAn yvwoTik BAARN, TToU KupaiveTal
amoé  @uolodoyiky  vénon éwg ooPapr]  vonTik  uoTépnon,
utTEPOPacTnPIOTNTA, ADD Kot ADHD.

[aoTpevTEPIKO: AVWUAAIEG TOU TTPWKTOU.

OupotroINTikG: YTrooTradia, Kpuyopxia.

Ayyeioké: MapékkAion utTOKAEIBIOU apTNPIag, EOWTEPIKA EPUPPAEN TNG
KapwTiaiag aptnpiag.

EvOokpIvoAoyikS: YTToTTapaBupeoeIdIoPOG.

AlgaToAoyIkd: OudeTEPOTTEVIA.

AvoooTtroinTikg: Avetrdpkela IgA, averrdpkeia 1gG, xpoévieg HOAUVOEIG,
XPOVIEG OTOUATIKEG HOAUVOEIG/

ANMoO:  Augnuévn ouxvotnTta Kakonbwv VEOTTAACIWYV, OCWHATIKN
XPWHOOWHWIKA Bpauon.

ESEMEN kan Mpdyvwon: H Bepartreia yia TiIg diatapaxég TG OMINIOG, TNG
YAWOOOG Kal TNG OKONG €ival €TMITUXAG 000 €@appoleTal KatdAAnAa. H
diapkela (wing gival ouvrRBwgs PIKPA.

Ala@opodiayvwon: Eival éva ouvdpouo TTou UTTopEi EUKOAA va diayvwoOei
w¢g KAtolo aAAo ouvdpopo. To ouvdpouo Bloom kai velo-cardiofacial, n
avalgia Fanconi kar 0 gUBPUIKOG AAKOOAIOPOG eival katrola atrd autd. Ol
OEPUATIKEG AVWHAAIEG PE PIKPO aVACTNHUA KAl XPWHOOWHIKEG Bpaulacelg gival
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ouxva oTo ouvdpopo Bloom. H avoooTtroinTikA aveTtdpkela, N uttoBAEVVOYOVIa
UTTEPWIOOXIOTIA, O UTTOTTAPABUPEOEIBIONOG, N KABUOTEPNON OWIAIaG Kal o
UTTEPPIVIOPOG €ival OAa ouvnBIoPEVa XOPAKTNPIOTIKA ToUu ouvdpouou velo-
cardiofacial, 6TTwg €ival kal n akoAoubBia Robin. H vonTikr kaBuoTtépnon , ol
OepuaTikéG BAABEG Kal N KaBuoTépnon TNG avATITUENG €ival T CUPTITWHOTA
TToU Oouvdéouv TNV avaiyia Fanconi ye 1o ouvdpopo Dubowitz. O1 KovTég
MECOBAEPAPIEG OXIOUEG, TO MIKPO BAPOG KATA TN yEVVNON, KAl N JIKPOKEPAAIa
gival ouxva XapakTnpIoTIKA TOUu €UPRPUIKOU AAKOOAIKOU OuvOpouou, OAAG n
QVOTITUEIOKN KaBuoTépnon gival OAIKA KAl uxva TTOAU TTI0 ooBapr).
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Dysautonomia

Etriong yvwoTté wg: Oikoyevrig duocauTtovopia, ouvdpouo Riley-Day.

Eivar pia diatapayry Tou autOdvouou VEUPIKOU OUCTAPATOG Kal yid auTo
eTTNPEACEl OAQ TO CUOTAPATA, AEITOUPYIKA KOl CUUTTEPIPOPIKA TTOU OTNpIiCovTal
OTO QUTOVOUO VEUPIKO OUCTNUA yia evepyoTroinon.. Epgaviletal kupiwg o€
EBpaikoug 1ANBucpoug oe 1moooocoTd 1/3.700 kal OTTAvia OTOV  YEVIKO
TANBuopd. TloAAG TTdoxovTa PBpéen TTapouciddouv TTPoBAANATA  CiTIONG,
OUMTTEPINAMPAVOUEVOU TOU EPETOU Kal TNG avappoenons. Mepikd BpEen
UTTOKUTTITOUV KOTA TNV VEOYVIKI TIEPIOBO OTIG QVOTIVEUOTIKEG OIOTAPAXEG.
IMOAAEG aTTO TIG AVWHPAAIEG TOU AUTOVONOU VEUPIKOU OUCTAMATOG £€eAicoovTal
aTreEIAWVTOG TN wr) ME TTOAAOUG aoBevEi va pnv eTMIRILVOUY TNG £QnREiag Kal
OXETIKA Aiyoug va ouv KaTd Tn SIAPKEIQ TNG TPITNG dEKAETIOG TNG CWAG.

AimoAoyia: lNpokaAeital amd petaAAagelc oto yovidio IKBKAR. To yovidlo
TTapEXEl TTANPOPOpPIEG yia TNV Kataokeuny Tng Trpwreivng IKAP.  Auti n
TpwTeivn PpiokeETal O€ MG TTOKKIAIQ  KUTTApwv o€ OA0 TO OwuaQ,
OUMTTEPIANANPBAVOUEVWV TWV KUTTAPWY TOU eyKEPAAOU. 2xeddv OAa Ta dtoua
ME oIKoyevr) OuoauTovopia €xouv Ouo avTtiypaga Tou idlou IKBKAP
yovidiou. Autf n  HeETAAAOEN pTTOpEl  va  dlatapdgel  TIG  TTANPOYOpPIES
otov IKBKAP yovidlo. Q¢ atroTéAeopa autou Tou OQAAPOTOG, Mia MEIWMPEVN
TTOOOTATA TNG KAVOVIKAG TTpwTeivnG IKAP Trapdayetal. Auty n PETAAAaEN
OUUTTEPIPEPETAl aVTIPATIKA, woTdo0. Opiopéva KUTTapa TTapdyouv KovTd
KQVOVIKEG TTOOOTNTEG TNG TTPWTEIVNG, Kal GAAa KUTTapa Tou £yKEQAAOU-€IOIKA
KUTTapa-£XouV TTOAU PIKPA TTOOOTNTA TNG TTPWTEIVNG.

Ailatapaxég Adyou: [llpiv Tnv ekdAAwon NG diatapaxng n avarTugn tng
oMIAiag €ival QualoAoyikr). Me Tnv epy@avion n odIAia yivetal PTrePdEPEVN Kal
OUOOPBPIKA. Z& TTEPITITWOEIG TTOU N EMPAVION TTPAYUATOTTOIEITAI VWPITEPA, TA
opoonua TToU oNUATOdOTOUV TNV QVATITUEN TNG Kivnong Kal TNG OMIAIag
KaBuoTepOUV Kal n avarrTugn €ival apuaoikn atro TNV apxn.

Alatapaxég oitiong: YTrapxel EAEIYN OUVTOVIOUOU KATA TNV KATATTOON Kal
MOAVEG avappoProEI§ KATA Tn BPe@Ikr NAIKia Ta oTToia YTTOPEI va gival Kal
amd Ta TTPWTA CUUTITWHPATA TOU OUvOPOUOU. H TTVEUPOVIKI) avappoenon
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MTTOPEl va ouuBei eravaolaupavoueva. Mepikd Bpépn TTeBaivouv Katd Tn
VEOYVIKI TTEPIOd0 atrd Xpovia avappd@naon Kal TTPoRARuaTa agpaywyou.

Alatapaxég akong: Aev uttapxel TTPORANPA PE TNV aKON

Alatapaxég ewvnong: H gwvr) TTapouciadel JovoTovia.

Alatapaxég avrixnong: H xpoid tng ewvAg otnv otroia n diodog Tou agpa
dla NG MUTNG €ival UTTEPUETPN KAl N a@UOIKN OTOPATIKA avTiXnon
OEUTEPEUOVTWG TTPOG TNV ducapBpia atroTeEAOUV TOV KavOVa.

MAwoolikég dlartapaxég: H yAwooik avaTttugn €ival UOIOAOYIKN EKTOG ATTO
KATTOIEG TTEPITITWOEIG TTOU €ival ETTIBAPUMEVN ECAITIOG TNG OAIKNG AVATITUGIOKNAG
kabuoTépnong.

ZUCTAMATO TrOU ETTNPEAJOVTAl TTEPICOCOTEPO: KAPDIAKO,  YEVETIKO,
MUOOKEAETIKO, OQPBAAUIKO, YOOTPEVTEPIKO, KEVTPIKO VEUPIKO OUCTNUA.

o Kapdiakd: OpBooTtartikr) uTTOTACN, UTTEPTACT, TAXUKAPDIaA.
o [everikd: AvikavoTnTa OTOUG AVTPEG.

o [aoTPeVIEPIKO: Euegp€BIOTO £vTEPO, EPETOGC.

o O@BaoAuikS: Meiwpévn Opaocn AOyw TNG ATPOPIOG TWV OTITIKWVY
VEUPWV.

o KeviplikO VEUPIKO ouoTnua: YTrotovia, utroBepuia, utrotaon,
TTOPOGUVTIKA UTTéPTacn, AmroBupia, calidpiopa, E€AAeyn aicbnong
KEPATOEIDOUG, AABapyog, atroucia utrepxeiliong dakpuwyv, KPATNUaA
avaTrvong, atmmoucda  avTavakAAOoTIKA,  UTTEPUETPOG  TITUAANIONOG,
ouvalioOnuatikl aoTdBeia, aragia, adiagopia oTov TTOVO, OPUOIKN
eQidpwon.

o MuookeAeTiKG: YTTOTOVIO, OKOAIWON.
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e AvaTrTugiako: Kakr) avaTrugn.

ESEMEN kau Tpoéyvwon: AcOeveic pe Xpovia, TTPOODEUTIKN, YEVIKEUUEVN
duoauTovoyia oTn PUBPION TOU KEVTPIKOU VEUPIKOU CUCTIUATOG EKQUAICUOU
€XOUV YEVIKA KOKIA WOKPOTTPOBECTUN TTPOYVWOTN. OAvaTtog PTTopEi va oupBei
ammoé  TIVeEupovia,  O&gid  AvATIVEUOTIK)  QVETTAPKEID, 1 aigvidla
KApPOIOAVATIVEUOTIKI QVOKOTT). MePovwuéva Ta CUPTITWPATA PTTOPOUV va
QVTIMETWTTIOTOUV ETTITUXWG ME TPOTTO METPIAOTIKO Yia APKETA xpovia. Ol
dlatapaxEg opIAiag UTTOPEi va avTattokpliBouv ot Bepartreia pEXPIS OTOU N
eCENIEN TNG dlaTapaxng yivel TTOAU cofapn.

Alag@opodiayvwon: H ducauTovopia gival gia povadikr diatapaxn

97



Dyskeratosis Congenita

Etriong yvwoTé wg: 2uvdpopoZinser — Cole — Engman

H ouyyeviAg Ouokepdtwon xapaktnpifetar amd pia KAAOIKKA Tpia TTOU
TeEPIAAPBAvEl dUOTPOPIa TWV VUXIWY, TTAEYUaTwdn Xpwon Tou dEPUATOg OTN
TTEPIOXN) TOU avwTEPOU Bwpaka Kal / 4 Tou Aaigou, Kal AeukoTTrAakia (vooog
XOPaKTNPICOMEVN aTTO avATITUEN £TTi TOU BAEvVOoyOvou Tou oTéPaToG). QOTOOO,
n TpIGda auTr) PTTOPEI va unv €ival Tapouca o€ OAa Ta droua. YTTApPXEl
QAUENUEVOG KivOUVOG YIa TNV TTPOOOEUTIKI AVETTAPKEIQ TOU HUEAOU TWV OOTWV 1
ogeia pueAOYIKr) Aeuxaipia, oupTrayeic OyKOug Kal TIVEUUOVIKY ivwon. H
VONTIKI QVETTAPKEID QTTOTEAEI  €TTIONG  XOAPOAKTNPIOTIKO TOU OUVOPOUOU.
ExkTiparan 6m ernpedder 1:1.000.000 aropa.

AimioAoyia: YTTOAEITTOUEVOG KANPOVOUIKOG XOPAKTAPAG TTOU OUVOEETAI PE TO
xpwuoowpua X. To DKC1 yovidio £xel xapToypa@nBei oto Xq28.

Alatapaxég Adyou: H AeKTIKr) €K@paon oTnv apxrn MITopeEi va eival
QUOIONOYIKN. 2TIG TIEPIOOOTEPEG, OHUWG, TIEPITITWOEIC TOU OUVOPOUOU
kabuoTepei AOyw Tng dlavonTikAg kaBuotépnong. Me Tnv eugavion Tng
AeukoAakiag etrnpeddetal n apBpwaon Kal n opiAia diatapdooeTal AOyw TG
MOAuvoNg Twv BAevvoydvwy OTo OTOUA.

Alatapaxég oitiong: H oition otn apxni €ival QUOIOAOYIK, €Vl apyoTeEPA
TTapouoiadovtal OUOKOAIEG AOYW Twv TIANYWV Kol TWV AOIMWEEWY TOU
OTOMATOG.

Alatapaxég akong: Aywyiun, VEUPOQIOONTAPIO Kal HIKTH QATTWAEIQ OKONAG
EXouv avapepBEi.

Alatapaxég ewvnong: H Bpaxvr) ewvr] o@eileTal oTig TTANYEG TOU Adpuyya.

Alatapaxég avrixnong: Aiarapaxég oTnv aviixnon Oev Traparnpouvral
OuXVdQ, €KTOG aTTO TIG TTEPITITWOEIG OTIG OTTOIEG O TTANYEG Tou Adpuyya eival
MEYAAEG Kal QUOKOAEUOUV TN QAPUYYIKN Kal TNV BEAOPAPUYYIKN AEITOUpYia.
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Mwoolikég diatapaxég: H  yAwooikn KabuoTépnon Kal N voNTIKN
KaBuoTEpnon €ival XapakTnPIOTIKA TOU OUVOPOUOU.

ZUCTAMATO TTOU €TTNPEAOVTAI TTEPICOOTEPO: Kevipikd VEUPIKO oUOTNUA,
avAaTrTugn, Oo@OAAUIKO, YEVVNTIKA Opyava, QVOOOTIOINTIKO, YOOTPEVTEPIKO,
OUPOTTOINTIKO, OEPHATIKO.

Kevipikd veupiko ouoTtnua: IN'vwaoTikrh eacBévion).

Avarrtugn: Kovté avaoTtnua.

O@BaAuIKS: ZTéEvwon Twv dOKPUYOVWY aywywv, BAspapitida.

CevvnTikd 6pyava: YTroyovadiopog.

AvoooTtroinTikd: MoAUvoelg, pPelwuEvog apiBudg  B-kuttapwy, T-
KUTTAPWV.

CaoTpevTepIk: Olo0QayIK OTEVWOT), EVTEQPOTTABEIA.

OupoTroINTIKG: 2TEVWOn oupriBpag.

AeppaTtikd: YTrep / uttoXpwuaTtiopdg Tou dEPUATOG, dUCTPOYIa VUXIWY,
OAWTTEKIA, N avwpaAn avaTTuén Twv BAE@apidwyv TTEPIAAUBAVEI APAIEG
BAe@apideg, eKTPOTTIO, €VIPOTIIO KAl TPIXiaon, n oTroia PTTOPEi va
odnynoel o€ ydapoidaTa TOU KEPATOEIDOUG, OUAEG 1) HOAUvVON.

ESEMEN kai rpdyvwon: H Tpdyvwon yia Bepartreia ival ué€tpia. Ta TpavpaTa
TWV ATOPWYV JE AUTAV TN dIATAPAXI MTTOPOUV VA QVTIMETWTTIOTOUV.

Alagpopodidyvwon: Zuvdpouo Bloom, avaipia Fanconi, avaiyiaDiamond —
Blackfan, cuvdpouo ShwachmanDiamond, ouvdpopo Rothmund — Thomson.
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Dysosteosclerosis Syndrome

Etriong yvwoTté wg:

Eival pia omdavia pop®ry duoTTAOCIaG TwV OCTWV TIOU OUVOEETAl ME
VEUPOQVATITUGIOKEG DIATAPAXEG KAl TA CUPTITWHATA HPOIAlOUV PE QUTA TNG
00TEOTTOPWONG. Adyw TNG OTTAVIOTNTAG KAl TNG QAIVOTUTTIKAG TTOIKIAOUOP®Ia
TIG QUOOOTEOOKANPWONG, TTAPAUEVEI GAUTO TO av ) OxI n dlarapaxr eivai
etepoyevng. O1 ekdnNAwaoelg @aivovTal atrd Tn BPEPIKA NAIKIa Kal XEIPOTEPEUOUV
ME TNV NAKKia. H gu@AvIon TNG CUUTTIEONG TWV KPAVIOKWY VEUPWYV PTTOPEI Va
¢ekivrioel dn atrd TNV TTPwTn TTAIdIKA NAIKia. H eppavion TNg WToOKANpuUvong
TTPOKUTITEI VWpIiTEPA aTT’ OTI Ba avapevoTay.

AiTioAoyia: AUTOCWHIK UTTOAEITTOPEVN KANPOVOUIKOTNTA. To yovidio dev €XEl
avayvwplioBei ] xaptoypaenBei akoun.

Alatapaxég Adyou: H opiAia gival QUOIONOYIKN EKTOG QTTO TTEPITITWOEIG OTTOU
UTTAPXEI OUUTTIECT TWV KPAVIOKWY VEUPWY WG ATTOTEAECHA TNV TTAPECT) TOU
TIPOCWTTOU N OTTOIa ETTNEEACEI TNV APOPWON KAl TNV TAXUTNTA TNG OMIAIOG.

Alatapayxég oitiong: H oition dgv mapouciddel TrpoBARuara

Alatapaxég akong: H otadiakr) wTtookAfpuvaon gival ouxvo eupnua.
Alatapaxég ewvnong: PwvoloyikEg dlaTapaxEg dev xouv avagepOEei.
Alatapayxég avrixnong: Aev £xouv TrapartnpnOci diatapayxéG aviixnong .
MAwoolikég diartapaxég: H yAwooiky avaTtTugn €ival UOIOAOYIKN EKTOG ATTO

TTEPITITWOEIG TTOU XEIPOTEPEUEI AGYW TNG OTABIAKNG VONTIKNG ETTIRAPUVONG.
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ZUOTAMATO TTOU £TTNPEAdovTal TTEPICOOTEPO: KPpaVIOTTPOOWTTIKO, KEVTPIKO
VEUPIKO oUOTNUA, DEPUATIKO, OKEAETIKO, AVATITUEIOKO, OPOBAAUIKO, ODOVTIKO.

e  KpaVIOTTPOOWTTIKO: 2TPOYYUAO TIPOOWTTO, PAYOUAd TTOU KpEuovTal,
eCExovTa METWTTO, UTTEPOOTWON TOU Kpaviou, apyo KAEiOIMo TNG
TTPOOBIag TTNYNG.

o KevipIKO VEUPIKO ouoTnua: ATpo@ia OTITIKOU VEUPOU, ETTIANTITIKEG
KPIio€Ig, oTTaopoi, TTapdAucon, TTAPECH TOU TTPOCWTTOU.

e Aepuatikd: Epubpoeideic KnAideG.

o 2KEAETIKG: 2TADIOKY) OOTEOOKANPUVON, QUENUEVN ouxvoTNTa Bpaucewy,
QA@UOIKN avATITUEN TNG ETTIQUONG, METAPUON, dIAPUON.

e AvatrTugiakd: AvaTrTugliakr kaBuaoTépnon, HIKPO avaoTnua.

o O@BaAuiké: TupAwon.

e OJ0OVTIKO: AvwuaAn odovTooToIXiq, UTTOTTAQCIO OuAATOU,
KaBuoTepnuévn EPPAvIoN TWV dOVTIWY, HIKPG doVTIa.

ESEMEn kau Mpdyvwon: H ooteookAripuvon TToU €XEl WG ATTOTEAEOUA TNV
OUUTTIEON TWV KPAVIOKWY VEUPWYV, OV PTTOopEl va AuBei pe eTéuBaon. lMNa autd
TOV AOYO, OTIG TTEPICOOTEPEG TTEPITITWOEIG, N TTPOYVWON gival GTWXH.

Ala@opodiayvwon: AANa olvdpoua pe oTadlakr ooTEOOKARpuUvON gival To
ouvdpouo Buchem, Tng okAnpooTéWOoNG KAl TNG OOTEOTTOPWONG, KAVEVA OPWG
amoé autd Oev egP@aviCel TO KOVTO avaoTNPA wg CUPTITWUA. To oUvOpouo
Robinow €xel kovid avdotnua oav  KoivO eupnua  padi pe  ATa
00TEOOKANpUVON, OaAAG Ta TIPOoWTTa OTOo Robinow gival dloKpITG  Kal
TTapouoidalouv  duopopYieg, Ol  oTroieg  Ogv  TTaparnpouvIal  OTnv
QUOOOTEOOKANOUVON, EVW OTNV OCTEOTTOPWON OEV UTTAPXEI DUCAEITOUPYIQ TOU
MUEAOU TWV OOTWYV KAl apTNPIOCKANPWTIKEG AAAAYES TWV DIOPUOEWV.
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