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e AOUIKEC OOTIKEC SIATAPAXEC OOSNYOLYV O€ N
(PLOIOAOYIKN AVATITLEN TOL AEOVIKOL OKEAETOL AAAQ
KAl TV AKPWV.

« OI TTEPIOOOTEPEC 2KA 06nyoLV o€ XauNAO LWOC TOL
A0BevoLC, oLVNBWC XAUNAOTEQO ATTO TO 3° /

TTOCOOTIAIO YIA TNV NAIKIO TOV. /



OpoAoyia:

¢ YKEAETIKEC SLOUOPMIEC : OPEINOVTAI O€ ETTIOOACN UNXAVIKWV
SLVAUEWYV, TTOO- N YETA TNV YEVVNON.
« ALOTTIAQOCIA : H un pLOCIOAOYIKN AVATITLUEN COLYKEKPILEVWV IOTWV.
TTX EKTOSEPUA= XOVEPO-ekTOSEPUIKN dvoTTAaoia (Ellis-van

Creveld syndr).

« AVOAOVYIKEC (proportionate) : XaunAO DWYOC YE CLUUETPIKN /
SIATAPAXN AEOVIKOL OKEAETOL KAl AKPWV.

« Avocavaloyec (Disproportionate) : xaunAO DWYOC UE EITE KOVTO
AKOA PE PLOIOAOYIKN N OXESOV (PLOIOAOYIKN XX, €ITE TO AQVTIOAO




YOYYEVEIC SIATAPAXEC TG AKOWV:

« PiICouéNIa: To eyyLC (KEPAAIKO) TUNUA TOL AKEOUL
eival Boaxv (MNEOC — BPAXIOVIO)
 MeCOUEANIQ: TO HECAIO TUNUA TV OKPWV EIVA
BoaxL ( kvAuN — avTiREAxIO )
« AKOOUEAIQ: TO TTIO TTEPIPEPIKO (OLEIAIO) TUNUA TV

AKEOUL glval Bpaxv (xepia — 1odia)
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e AQKETEC ATTO TIC LKA KANpOVOouOoLVTAI .

Y€ ALTEC TIC SLOTTAACIEC EXEI ETTIKEVTOWOEI N EpELVA

OTNV KAIVIKN YEVETIKN ONUEEQ.

e ATTOTEAEOUA ALTWV TV EPELVWY EIVAI O AKPIPNG
KAOOPIOHUOC TWV YEVETIKWV METAANAEEWY KAl N

KAAUTEON KATAVONON TNC TTABOYEVEIAS TNS VOO OU.

¢ MOKPOTTPOBECOC OTOXOC ALTWY TWYV EQELVV
EIVAl N EPAPPOYN YEVETIKNG Beparreiac, OTav avtn
Oa cival EPIKTN.

« 'EC 70TE N XPNON TV TTANPOPOPIWYV ATTOOKOTTEI
OTNV £YKLEOTNTA TNC SIAYVWONC KAl TNV
KATNYOPIOTTOINON TV SIATAQAXWY ALTWV.



‘EXOLV Yivel TTOAEG ATTOTTEIPES KATNYOPIOTTOINONC ALTWY TWV ACOEVEIQV.
O Sir Thomass Fairbank o pia mpowtn mpooommabeia e€edwoe Tov YAtlas of General Affections of the

Skeleton” (1951) .
O Rubin pe 1iTAO * Dynamic Classification of bone Dysplasias " katnyopiotroinoe 11 XKA avaAoya pe

TNV OKEAETIKN AVWUAaAia. (1964)
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« H ELpTTAIKN 0pyavwon TTAISOAKTIVOAOYWY TO 1982 £€£6woe TO
“International nomenclature of Constitutional Disease of bone”
(Horan F, Beighton P: Orthopaedic problems in inherifed skeletal
disorders, New York, 1982,Springer)

« H TTAEOV XPNOIUOTTIOIOVUEVN CNUEPA PETA TNV AvaTITLEN TNS KAIVIKNG
[eveTIKNC eival N 91 ekboon ToLv  “ Nosology and Classification Of
Genetic Skeletal Disorders 2015 Revision” (27/08/2015). Miag
TooOoTTIa0eIac TTou Eekivnoe 1o 1970 oTo Mapioi. /

« NepINapPavel 436 €ibn KA, 42 ouadeg, kal 364 yovidia. /



AXOVEPOTIAQOCIO

Autosomal dominant trait with complete penetrance
To 90% TV TTEQITITWOEWYV ATTOTEAOLY TLXAIA PETAAAALEN
H mBavotnTa SO0 LYEIWYV YOVEWY VA ATTOKTNOOLYV £VA TTAISI UE
axovépotmAaocia eival 0.02%

AlQTapaxn o010 XPWUOOWHA 4p, Yovidio FGFR-3 , avtikataotaon FAvkivng
ATTO APYIVivn.

OpolLYTIKA TTAISIA UE AXOVEPOTTAACIA ATTO SVO YOVEIC JE aXOVOPOTIAQOI
oLvNOWC Sev (OLV TTELAV TNC VEOYVIKNG NAIKIOG.

[TaPOAO TTOL TTEOKEITAI YIA UIA EEQIQETIKA OTTAVIA UETAAANAEN O€ LYIN
TTANBLOUO, N METAAANAEN per se eugavideTal TTAVTA PE TOV i8I0 uNxav
ATTOTEAECUA O PAIVOTLTTOC METAEL SIAPOPETIKWV TTAISIV VA EiVAl
OMOIOG.
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« To FGFR-3 §pa oTnV £TTIPLOIAKN TTAOGKA, OTN
YOOUUIKN QVATITUEN TV XOVOPQOKLTTAPWV.

* H puoloAoyikn Tov dpaon (FGFR-3) cival oT1a Awpo
XOVOPIVA 0O0TA (KOBLOTEPNON TNG ETTIMETAAARDONG
ALTWV).

« H Siatapaxn 1oL eugavileTal € AOOEVEIC UE
AXOVEOOTTAACIA €lvaAl ATTOTLXIA TNG av60xc’>v6p|<7

OOTEOTTOINONC TV OOTWV.



« H ooTeOTTOINCN OTOV AVOPWTTIVO OKEAETO YIVETAI HECK EITE EVOOUEUPREAVWEOULG €iTE

evboxovéplac avamTuéng KAl 0OTEOTTOINONG.
« EvboueuPpavwbdng ooTeOTTOINCN : KPAVIO , KAEISES
« Ev6oxovépia ooTteotToinoN : HAKOA OCTA .
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KAINIKH EIKONA

e [1POEXOV COUTITHA TO XAUNAO YIA TNV NAIKIG TOL ACBeVOLS LYOC.

« 1N 8S1IAYVWON oLYNBWC KATA TOV TTPOYEVVNTIKO EAEYXO WE TNV PETONON TOL
LNKOLC TOL PNPIAIOVL.

« QLOIOAOYIKO LYOC AEOVIKOL OKEAETOL AAAQ TA AKPA Eival KOVTA.

« HPBpaxouvon gival KLPIWS OTO £YYLC TUNWA TV AKPWYV, APA MAAUE YIA HIC
OICOUENIKN MIKOOUEAID (BOAXIOVIO, UNEICIO OOTO).

« EVOC pLOIOAOYIKOL ATOUOL TA AKPA O& OEBIa BEoN CLYVNBWC PTAVOLYV
OTO LYOC TNC PECOTNTA TOL PNEIAIOL, OE EVAV AXOVEPOTIAACTIKO aoBevn
PTAVOLYV HOAIC TOV peEIova TPOXAVTNEA.

* AV O€ £VAV (PLOIOAOYIKO AVOPWTTO UETPNOOLWE TNV PECH ATTOOTACN 4
TO TTEAA €C TO AVTEPO PEPOC TOL KPAVIOL O OPBIA BECN N PEDC
TOL CWUATOC €iVAI TTEQITTOL OTOV OUPAAO,

Y€ EVAV AXOVEPOTTAQOTIKO aoBevn N HECOTNTA TOL CWUATOC EiVA

OTEQVO.

« TO PEYIOTA KATAYEYQAUMEVA DWYN ALTWYV TV AcBevV eivalr'131ek yia
AvopeC KAl 124 €K IO YOVAIKEC.







XApAKTNEIOTIKA KOAVIOU:

[MoOEXOV UETWTTIAIO OOTO

MIKOOYVABICUOG

Mpoéxovta LYWUATIKO

«DAIVOUEVIKN aLENON PMEYEBOLS KPAVIOL
AIGTTAQTLOOUEVN KAl JEIHIEVOL DYOLS POTN.
DLOIOAOYIKN OSOVTOCTOIXIA.




XAPAKTHPIXTIKA AKPON

KovTta Kal TTAaTIA XEQIQ.
To pecaio SAKTLAO €ival TTIO KOVTO ATTO TO PLCIOAOYIKO (Starfish hand)
AIOXWPICHUOC METAEL PECOL KAl TTAPAPECOL SAKTLAOL (Trident hand)

YOYKAUWN QYKWQVWY UTTOPEN va OPeiAeTal € e€QpOBONUA KEPAANG
TNG KEEKISAG

[TOAANEC PpOPEC Ol aoBeVEIC TTAOXOLY ATTO gENU varum
(PaiBoyovia)




[AQTIO KaI €TTiTTESN AeKAVN

YTTOAOITTOC OKEAETOC:




Bpaxvvon diameraAiov Siaoctnuatog OMIY Kal TRIYWVIKO EAAEIUUA OOUATWY OMIY:

- —




« O1I aoBeveiC UTTOPEI VA €UPAVICOLY BWOEPAKOTPLIKN KOPWON, KAl OTEVATIKA palvoueva oto foramen
magnum (IVIOKO TpNua) .




AlapopIKN dIayvwon:

» Thanatophoric dwarfism MOoP®EC HE LYNAOTATN
» AXOovopoyeveon OVNOIUOTNTA KATA TNV
YEvvnon.
* Mucopolisaccharidosis (11x. 2uvdp. Morquio)
* YTTOOXOVOOOTTAATIC . .
HTTIOTEEC HOPPEC UE
OUOIOTNTEC OTIC AKTIVOYOZDIKES

SIOTAPAXEC.



OpBotralbika TTpoPANUATA:

H mooavapepouevn KOAVIOAULXEVIKN OTEVRON XPNZEl SIAYVWONC KAl eVOEXOUEVWS AVTIMETWTTIIONG
XEIPOLPYIKNG MIAC KAl UTTOPEI VA 08NYNOEl 0 BAVATO KATA TA TTEWTA XPOVIa {wNG.

/,.5% CIVGCPEQC')HEVF] eVI']O'IUC')TI’]TCI aTTo épEUVO TOL 1987 (HecthT,Froncomono CA, Horton WA, et al.: Mortality in achondroplasia. Am.
J. Hum Genet. 41:454 1987 PMID: 3631079).

H mooavagpepouevn BEAKOTPULIKN KOPWON, OLVNBWC eupavidetal o€ PPEPIKN NAIKIG KAl €ival 0opaTn
UOAIC TO HWPO PABEl va KABeTal. 2ovNBwS avToTtTepIopideTal KATA TNV PASION KAl AVAKTNON PULIKOL
TOVOUL, N é)\)\alwn TOL OTTOIOL ATTOTEAEI KA TOV Kupiopxo AOYO aucpdwcmg

'‘Exel BoeBei OTI n XPNOoN KNSEPOVA AVTI KLPWTIKOL KATA TNV TTOWIUN I’])\IKIO oOLUPGAEI OTNV cn'rocpuyr]
TETOIOC TTAPAUOPPLONG. :




[TOAL oTTavia XeeladeTal XEIPOLPEYIKN AVTIMETWTTION UIAS KLPWTIKNG TTARAPMOPPWONG KAl QLT EVEXEN
HEYAAOLC KIVOLVOLC SIEYXEIPITIKAWYV ETTITTAOKGV AOY® TNG SIATAPAYHEVNS AVATOUIAC.










Qoo apopd TO LYOC...

YTTapxel N SuvVATOTNTA ETTIMNKLYONCG TV AKPWYV HE TNV PEBOSO TNG
KAAOSIATAONC HE TNV XPNON EISIKWY EEWDTEPIKWY OOTEOOLVOECEWV.
ATTOTEAOLY ALON C& APKETA BEPATA KABNUEPIVOTNTAG : €va TPATTE(
EXEI LECO OPO LYPOULC TTEPITTOL 7 5¢K.

H pEBodoc ouwce xpndlel arroALTNG CLVEPYATIAC UE TO BEOATTOVTQ,
EXEl ETTITTAOKEC ATTO UIKPEC £WC ONUAVTIKES KAl TO TTAISI TTOAAEC /

POPEC EV AVTEXEI TNV WLXOAOYIKN ETTIPOOTION.
YNUAVTIKN €IVAl N TIOWIPN OLUPETOXN WOXOAOYOL OTNV OUAda
ppoVvTibac ToL TTAISIoV.

H emmiunkKLvon PTTOPEI VA ETTIPEQPEI ETTITTAEOV £C TO 35% TOUL
LUNKOLC TOL KABE OOTOV.



 [TOOKEITAI YIO VOO O TTOL XaPAKTNEIZETAI ATTO
« KOBuoTeEpNoNn TNV AKTIVOYPAMIKN EUPAVION TV
ETTIPLOERY,

e MN OUAAEC CLUUETPIKA ETTIPLOEIC,
« KOVTO LYOC KATA AVAAOYIA AAAG OXI OTTWC O'Tﬂ/

AxovOOOTTAACIQ. /




« H TTOAAQTTAN ETTIPLOIAKN SLOTIAQCIA KANOOVOUEITAI UE ETTIKOATEC
ALTOOWMIKO XAPAKTNEA.
* YTTAPXOLYV TTOAAOI PAIVOTLTTOI AOBEVAV HE TNV 1610 VOO O.
e [TOOKEITAl YIO METAANCEN OTO XPWUOOWUA 19, OTO TTAPAYWYO TOUL
yoviéiov, COMP.
¢ Hmpowteivn COMP TTAQAYWYO TOL UETAAAAYHEVOL YOVISIOU
BpiokeTal oTOV XOVOPIVO 1I0TO, 0 CLVEECUOLC KAl TEVOVTEC.
* YTTAOPOXOLV KAl OAAEC JETAANQEEIC TTOL £XOLYV PEEBEI TTOL divouvy /
SIAPOPEOLC LTTO TOTTOLC TS VOO OV
¢ METAOANQEN OTO Xpwpoowua 1, ( a2 polypeptide chain of
collagen)
« MeTOANQEN YoVISioL TToL ekppalel TNV matrilin - 3




« ' ExOLV TTEQIYPAPEl 2 KOEIOI TOTTOI :
e TOTTOC |, avapepBEIC TTPWTN POPA ATTO TOV
Fairbank kai
« TOTTOC I, TTEQIYPAPNKE APXIKA ATTO TOV Ribbing o
OTTOIOC ATTOTEAEI KAI NTTIOTEEN MOPPN TS VOO OU.

V%




« Ta maibia pe MEA Sev SiayiyvokovTal KATa TNV YEvvNon.
* [MpwWTO ONUEIO gival SIATAPAX OTNV AAANAOLXIA TNC AVATITLENG
(milestones), e kaBvoTepnuevn Padion.
¢ JOUXVA N TTPWTN SIAYVWOoN YIVETAI O€ £pNPIKN NAIKIA.
¢ YUVNON CLUTTITOUATA YIA T OoTToIa {NTOLV IATPIKN £EETACN Ol
aoBeveic eival:
¢ AVOKAUWIO APBPWOEWV
« AIQXLTO N KAI TTEPIAPOPIKO AAYOC,
¢ XoOAOTNTQ,
« 'H «mmepiepyny Padion (ovvnBwc Trendelenburg av exoovv
ETTNOEAOTEI OTTWC TTIO CLXVA YiVETAI TA IOXIA )
« KovTo vIa TNV NAIKIO TOL LYPOC (AVE TOL 3°° TTOCOOTIA
NAIKIQ TOUL)

7

Yia TNV




« O aoBevNC UTTOPEI VA EXEL:
« KovTa Kal TTaxia SAKTLAA AV KAl KATW AKPWY,
¢ YOYKAUWEIC YOVATWY N KAl AYKQV®YV,
« AEOVIKEC SIOTAPAXEC YOVATWV (BACICO N paifO yovaTo)
* [lowiun apBpITIdéa e cLVOSO AAYOC KAl SLOKAUYICA.
« Aev eTNpeadeTal N vonuoouLvn
e AEV EXEI VEDPOAOYIKO EAAEINO aoBevNG pe TEA /

2



AKTIVOYPAPIKA ELENUATA:

« KaBuoTepnuevn eppavion ETIPLOEDY, UE PIKOO OXNUA.

« Tiveral cLYKPION TOL LYPOULC TWV ETTIPLTEWY KAl EISIKA ALTWV TOL ATTW PNEIAIOL, OTTWC KAl TOL LYOULC
TNC TTNXEOKAPTTIKNG ME TTIVAKES, KAI £TOI ETTITOYXAVETAI TTOOYVWON AVATITLENG APOPITIKAV AAANOITEWV.

¢ JOXVOTEQN ATTOPLON TTOL TTANTTETAI €iVAI QLT TOL £YYLS UNEIAIOL (KEPAAN)

« AKTIVOYPA®PIKQ evpnuaTta ¢ et Legg-Calve-Perthes aAANG aupoTeEQOTTAELOA KAl CLPUETPIKA!




Y€ QODOEVEIC YE AUPOTEQOTTIAELPN CLYXPOVN SIATAPAXN TWV ETIPLOEWY , OTN SIAPOPIKN SIAYVWON
TTPOPRAIVOLUE O AKTIVOYPAPIKO EAEYXO TV YOVATWY OTTOL £XOLUE ALTN TNV EIKOVA:




OpBoTtTalbikeC TTAPEUPATEIC:
« AIOTNPNON €VPOLC KIVNONC APBPWOEWY (KIVNOI0BepaTTEia)
« Alatnpnon BMI

« Y€ TTEQITITAOEIC ATTWTEQWY ETTITTAOKWY ATTO AONTITN VEKOWON
KEPAANC UNPEICIOL OCTEOTOUIEC PACICOTNTAC IOXIOL

« Y€ LTTEPECPOBPNUA N KAl EEAPBPNUA KEPAANS pNEICIiOL,
KOTLOAOTTAQOTIKN TOTTOL Shelf TTpoTeiveTal.

« [TAOAQIOTEPQ N O€ PEYAALTEPN NAIKIO SI0PBWON AEOVIKWV /
TTAPAUOPPWTEWY KLPIWCS KATW AKOWV UE OOTEOTOUIEC N AV
SIOYVWOBOLV VWPEIC YE NUIETTICIOSEON.

« YOTTUTWUATIKN BepaTTeia emwduvng apBpITIéac KAl O€ veAEN
EVNAIKN TTEQIOSO apBPOTTAACTIKN (OXI ETTIOLUNTO AAAG TTOAXEC
(POPEC AVAYKAIO).




¢ XOPOKTNPEIOTIKA VOO OU:
« AKTIVOYPAPIKA EVONUATA TTOANATIAWYV OOTIKWV EANEIUATWV
TTAELP WYV, OTTOVOLAWV.
¢ AIGPOPEC TLXAIEC AAANEC SOUIKEC SIATAPAXEC TTAELP WV
( CLVOOTWOEIC, AYEVEDIEC KA)
« ALOQAVAAOYIA CLVOAIKOL LYOLC O€ OXEON WE TO LYWOC TOL /

AEOVIKOL OKEAETOV.
« Bpaxuc avxevag.
¢ YOVNBWC NTTIA OKOAION, £VIOTE KAl COPAPOL BABUOV.

¢ XTNV VEOYVIKN NAIKIO TTEQIOPIOTIKOL TOTTOL TTVELHOVOFTABEIO
(LIKOOC OYKOC BPAKIKOL KAWROUL).



¢ 2TNV NAIKIO TRV 2 TTAPATNPEITAI PEATICOON TNC
AVATIVELOTIKNG SLOXEPEIAC, IKAVN VA OTNEICEN
UIA (PLOIOAOYIKN AVATITLEN TOL TTAISIOV.

e AKOUN KAI TOTE OUWC ETTIKIVOLVEC YIa TNV N
ETTITTAOKEC UTTOPOLYV VA EUPAVIOTOLYV OTTWC, /

TTVELPOVIKN LTTEQTAON.
« Ta Ayopla £xoLv avénuevn MOAvOTNTA /
EUPAVIONC POLPRWVOKNANG.




AlQyvwon:
« H biayvwon Baociletal o€ aKTIVOAOYIKA ELPNUATA.
« O OKTIVOAOYIKOC (pAIVOTLTTOC XA AKTNEICETAI ATTO:
1. AVATOUIKEC AVWHAAIEC OANC TNC OTTOVOLAIKNG
OTNANG, UE EAAXIOTO KPITNPIO TNV cvupueToxn 10
OLVEXWV OTTOVOLAWV.
2. 'HImMa oKOAIOoN, obvNBWC PN TTPOOSEVTIKN WC rrpo%
TNV TTOPAUOPPWON.
3.  ATTOAELIA TTAPAAANAOTNTAC TTAELP WYV, Avapxn 60
BWEAKIKOL KAWROL
4. YOUUETPIKA NUIBWEAKIA (N TOLAAXIOTOV XWEI
ONUAVTIKEC SIAPOPEC).




* Me Baon 10O Yovidlo TToL eLBLVETAI KOBE POPQA,
EXOLV TTEQIYOAPEl 4 LTTOTLTTOLI.

« O KABe LTTOTLTTOC £XEl SIAKPITA AKTIVOYPAPIKA
ELEONUATA.
 SCDO1: DLL3-associated SCDO

e SCDO2: MESP2-associated SCDO /
« SCDO3: LFNG-associated SCDO
« SCDO4: HES7-associated SCDO /

(oTToL SCDO = Spondylocostal Dysostosis




SCDO1: DLL3-associated SCDO

« Ol aoBeveIC €xoLV TA 4 TTOPOAVAPEPBEVTA
SIAYVWOTIKA KPITNEIA KAl ETTITTAEOV IO AvAPXN
OOTEOTTOINON TWV OTTOVOLAWV.

« O KABE OTTOVOLAOC £XEl UIA O poyyu)\n UoOPpN UE
OUAOAN TTAPLEPN. H eIKOVA avTn ExEl xopOKTnplcTa/
wC “pebble beach sign” [Turnpenny et al 2003]
(ROoTOOAQ TTOPAAIAC)

« Kata tnv epnPikn N N €IKOVA TV OTTOVOL
UETATTITITEI O€ PIA Avapxn Soun, Je
NUICTTOVOLAOLC.







SCDO2: MESP2-associated SCDO

* TO OLVOAO TNC OTTOVOLAIKNG OTNANC eupavVvilel
AVATOUIKEC AVWUAOAIEC, OANG OE QVTIOEON UE TO
SCDOT, n oo®pLIKN poipa XX gival AlYOTEQO
ETTNOEAOCUEVN ATTO TNV BWPEAKIKN POIPA XX, /

« Ecoc 10 2009 povo pia olkoyevela pe SCDO2 exel
SnuoociotroinNBel [Whittock et al 2004b].







SCDOJ3: LFNG-associated SCDO.

« HPRpaxuvon TN XX €ival o coBapoL PaBuUoL
atro I SCDO1 & SCDO2.

e AULTO OPEINETAI O€ CORAPOTELOL PABUOL /
AVATOUIKEC AVWMUOANIEC TV OTTOVOLAWV. /

« Ol OVATOUIKES SIATAPAXEC TV TTAELPWV EIVAI
OHOIEC pE TV TUTTWV SCDOT & SCDO2.







SCDOA4: HES7-associated SCDO

« Hvooocg meplopileTal € AVATOUIKES

SIATAPAXEC OTTOVOLAWYV HE AlYN £C KO@C'))\Cy
APAPOPLPWON TWV TTAELPWV.
« H otmmovSLAIKN OTHAN eTNEEAETAI OTO /
OLVOAO TNC.







[EVETIKOG EAEYXOG

« 4 yovibia : DLL3, MESP2, LFNG, HES7 /




AlIapopIkn SiIayvwon

¢ YUVOPOUA PE AVATOMIKESC SIATAPAXEC OTTOVOLAWYV

OETTEI VO ANPOOLV L

oIV O¢€

VEVETIKO EAEYXO ETTITAKTIKO.

QI

TWON

ANEOLVTAI TA SIAYVWOTIKA KOITNPIA.

O apIBUOC ALTWYV EIVAl HEYAAOC KABIOTWVTAC TO)///

oL 6¢&v



« Acrofacial dysostosis, Alagille syndrome
(JAG1,NOTCH?2), Anhalt, Atelosteogenesis Il (FLNB),
Campomelic dysplasia (SOX?), Casamassima-Morton-
Nance, Caudal regression, Cerebro-tascio-thoracic
dysplasia, CHARGE syndr. (CHDY7), Currarino (HLXB?), de
la Chapelle syndr. (SLC26A2) , DiGeorge,
Dysspondylochondromatosis, Femoral hypoplasio- /
unusual facies, Fibrodysplasia ossificans progressive
(ACVRI1), Fryns-Moerman, Goldenhar, Holmes- Schi
Incontinentia pigmenti (IBKG), Kabuki syndrome,
McKusick-Kaufman syndr. (MKKS) kal apkeTa aKg




Alaxeipion agOsvoug

« Kata TNV apxikn Siayvwon:
e EKTILNON QVATIVELOTIKNG AEITOLPYEIAC KAl TTIBAVWV
SLOKOAIWYV OTNV GiTlGn

. E)\eyxog YIQ TTAPOLOIA BOLRWVOKNANCG (YIO /
APPEVEC AOBEVEIC). /



« @EPATTELTIKEC TTAPEUPAOCEIC:

* YITOOTNPEIEN AVATIVELOTIKNG AEITOLPEYIAC
EVOEXOUEVIC O€ HOVASA EVTATIKNG BEQATTEIAC
(SlacwAnvwon, CPAP, €iTe eiIkOva oelac €iTe
XPOVIA AVATIVELOTIKNG AVETTAPKEIAC)

¢ YOXVOC EAEYXOC EUPAVIONC POLPWVOKNANG HE TIC
YVOOTEC ETTITTAOKEC.

* |OWC XPEIAOTEI XEIOOLPYIKN TTAPEUBAON O€
oOBAPOL PABOL OKOAIWON.

* H xonon KNSEUOVWV SeV £xEl EpELVNBEI WC TTOOC
TNV ATTOTEAECUATIKOTNTA TNC.




AKTIVOYPAPIKOG EAEYXOG:
LA

.
& i










Evxapiote



