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Yuvdpopo Stickler.
daivoTunikn Kai1 yovoTunikn
ETEPOYEVEIA OE OUO OIKOYEVEIEC

NMEPIAHWH

To oUvdpoypo Stickler eival pia kAnpovopoUpevn dlaTapaxn Tou
OoUVOETIKOU 10TOU e OPOAAUIKES KOl OKEAETIKEG AVWUAANES KAl HOPPO-
AoyIkEG avwpaAiec npoownou. H otaBepd uPnAn ouyyevii¢ puwnia,
n BAGPN oTo uahoeldéG owpa, N Npwipn naidiki apbponddeia kai n
unonAacia TnG €oNG yPaPPNG TOU NPOCWNOU XapakTnpiouv Tnv
ndonon. Mepiypdpovtal OU0 evOIAPEPOUTEG NEPINTWOEIG NAIDILV
pe oUvdpoypo Stickler. ZTnv npwTh nepinTwon, oTn poplakn avdaAu-
on DNA, avixvelBnke pia ondvia petdAaén oto unegdBuvo yia Tnv
gMpAvion Tou ouvdpopou yovidio COL2AT. Xtn dedTepn nepinTw-
on avixvelonke pia pyeTdAAaén n onoia dev €xel MEPIYPAPEl PHEXP!
onpepa. MapdAnAa, kar dAa péAn Twv dUo oikoyevelv Bpednkav
va ndoxouv. AlamoTwonke n eupeia GAIVOTUNIKA KAl YOVOTUMIKA
gTepoyévela Tou ouvdpdpou Stickler, 6nwe emiBeBaiwverar kar and
™ BiBAioypagia. (AeAr A’ Naidratp KAiv Maven A@nvev 2007,
54(1):68-74)

A€Eeig eupernplaocpou: ouvopopio Stickler, uwnAr yuwnia, unonAaoia
péong ypauurs npoownou, yovidio COL2AT.

EIZATQIH

Y1a péoa Tng dekaetiag Tou 1960, o Gunnar Stickler kar o1 cuvepyd-
TEG TOU ATAV Ol NPWTOI NoU PEAETNOAV évav aoevi ge KAnpovouiki
apBpo-opBaApondBeia (1 dnwg ovopdoTnke apydTePA CUVOPOUO
Stickler)'. To oGvdpopo Stickler ival pia diatapaxh Tou GUVOETIKOU
10TOU, N onoia nepIAapPAver opOAAPIKEG avwPaAieg, eupy gdoua
OKEAETIKWV avwPaNWV karl 101a{TEpa JOPPOAOYIKE XAPAKTNPIOTIKG
npoownou’. OeileTal kaTd kGpIo Adyo og HETAMAEEIC Tou yovidiou
Tou npokoAhayovou Il, COL2AT (oUvdpopo Stickler Ténou 1) kal
OEUTEPEUOVTWG 0 PETAOMAEEIC Twv yovidiwv Tou npokoAhaydvou
XI, COLT1A1, COLT1A2 (cUvdpopo Stickler Tnou I1)*’. Ektéc and
TNV ETEPOYEVEID TWV YEVETIKWY TONWY, NAPATNPEITAl enfong peydAn
KAIVIKA eTEpOYEVEIQ, TOOO EVOO-OIKOYEVEIOKN GO0 Kal HETAEU dlapo-
PWV NPOGREBANUEVWY OIKOVEVEIDV HE TO GUVOPOHO auTd'.
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EIKONA 1. l'evealoyikd d€vOPO TNG NPWTNG OIKOYEVEI.

MeprypdgovTal ol nepINTWoelg OUo ayopIwy, ap-
PpOTEPA NAIKiag 4 eTwv, pe olvdpopo Stickler Tinou
[. O1 nepINTWOoEIG AUTEG Napoucidlouy 1BIaITEPO ev-
dlapépov. XTn poplakn avdiluon DNA avixvelbnke
oTN JEV MPWTN NEPIMTWON pia ondvia JeTAMa&n, ev
oTn deUTePN NePiNTwon pia véa, pn neplypageioa
MExpl oripepa peTdAMagn. Tautdxpova, avixveibnke
n popiakn diatapaxn o dAa ndoxovra péhn Twv
OIKOYEVEIWYV AUTWV. AlanioTWONKe &TI UNAPXE peydAn
€vOO0-0IKOYEVEITKN NOIKINOPOPPIa TwWV KAIVIKWY OU-
MATWUATWY, akdpa kal JeTa&U aTépwy Nou Epepav
id1e¢ METOMAGEEIC.

MEPITPA®H NMEPINTQIEQN
MepinTwon np@Tn

Ayopl 4 eTwv NpooniABe yia éheyxo avanTugla-
k¢ kaBuoTépnong. MevvriBnke oTi¢ 38 eBOOUAdEC
kKUnong pe kaloapikA Topn Adyw uPnAAG puwniag
TnG untépag. To Bdpog yévvnong ritav 3.250 gr,
TO PAKOG oWHATOG NTav 50 cm kal n NEPIPETPOG
KepaArig 35 cm.

2T0 aTOMIKO avapvnoTikd Tou naidioy avagepdTtay
Ania Yuxokivntikh kaBuotépnon (kdOnoe oTouc 9
MrAveg, nepndTnoe otnv nAikia Twv 18 pnvwv kal
dpxioe va Aéel kdnoleg Aé&eig oTnv nAikia Twy 20
MNVWV). Ze nAikia evog €Touc, og Tuxaia opBaApo-
Aoyikn e&€taon anokaAU@Onke uPnAn puwnia (8

EIKONA 2. [Mpogpi\ pwToypapia npoownou Tou NpwTou
aoBevoulc. Maparnpeitar n évrovn unonAaocia TnG péong
YPOUMAG TOU NPOOWNouU.

dpt). Otav fitav 3 eTwv unoBARBNKe og xelpoupyikn
enéuPBaon yia kpuyopxia. AnG To oikoyevelakd ava-
MVNOTIKO anokaAU@Bnke OTI N PNTEPa gixe anwAeia
6paong and 1o 0e§16 opBaud Adyw anokdAMnong
ap@IBAnoTpoeIdolc kaTd Tnv epnfikri nAikia. O
adepPOC TNG UNTEPAG, NAIKIOG 25 €TWyV, NApPoUsi-
ade enfong uynAn puwnia (15 dpt), padnoiakég
dUOKOAeG kal ekPUAIOTIKA ooTeoapBpimida. YYnAn
Muwnia €ixe kal N PuNTpIkA yiayld. Ta dAa naidid
TNG OIKOYEVEIAG, ONAadN 0 peyaAUTEPOG AdEAPSG TOU
aoBevolg, nAikiag 10 eTwy, kar n adeApn Tou, nAikiag
2 eTWv, eixav eniong uyPpnAni puwnia, Pe pUOIOAOYIKA
PuxokivnTikA eEENEN (eikdva T).

2TNV QVTIKEIPMEVIKA €66TAON, TA OWUATOUETPIKG
oToixela Tou aoBevol¢ Bpédnkav otnv 50" EO (BE:
17kg, YZ: 108cm, MK: 51cm). Mapatnpri®nke pikpn
avantu§iakn kabuoTépnon. To nepndTnud Tou ATav
eha@pd aoTabég. Adyw TnG UPNARG puwniag popoloe
€101k& yuaAid. ®aivoTunikd, eixe peydAa npogxovTa
auTId kal onpavTikA unonAacia TG H€ong YPAPPnG
TOU NPOCWMOU JE PIKPN pUTN, eNfNedn pIvikA yEpu-
p0, aveoTpappéva pivikd nteplyia kar dikpoyvabia
pe BoAwTrh unepwa. Ta napandvw XxapakTNEIOTIKG
ATav nio eppavrl oTnv NAdyia npofoAr Tou NPoow-
nou (eikéva 2). Enfong napatnpriBnke pia €ktonn
OnAn oto de€16 NUIBwpdkio, evwd T OAKTUAC TwvV
XEPIWV ATAV PAKPIM, Je AenTOTEPES TENIKEC PAAAyYEG
(tapering fingers). To TeAeuTaio xpoviké didoTnua
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10 NaIdi napanoviéTav yia névo oTIG apOPWOoEIG Twy
yovdTwy kal aio®npa edkoAng k6nwong.

2Tnv avanTtu§akn ekTiNoN, oI IPAKTIKEG IKAVOTN-
TeG TOU aoBevolc unohoyioBnkav oto eninedo evég
naidiou 2,5 etwv (Practical Developmental Quotient,
DQ =66) kai o1 AekTikéC IkKavOTNTEC 3,2 eTwv (Verbal
DQ =82). X1n veupohoyixkn e&€Taon napatnpribnke
Ania unotovia kar eAappwe ata&iké Badioua.

O aipatohoyikéG kal o Broxnuikdg €Aeyxog ATav
puololoyikds. H MRI eykepdhou €deiée avénon otnv
npoaBionioBia dIApETPo Twv oPOaAUIkwY BoABwv. To
NAEKTPOEYKEPaAOypdpnua eV ATAV NANPOPOPIAKS,
KaBwg €dei&e un €101k eNIANNTOEIdN dpaocTnpIdTNTA.
Ta opBaiporoyikd eupripaTa and TNV ONTOUETPIA Kall
Tnv e€€Taon pe oxiopoeldn Auxvia ritav: (a) uynin
Muwnia (8dpt) kar (B) apaiwon Tou uaAogidoug,
nou nepiBaréTav and pia pepPpdvn (ouyyevig
MepBpavwdng avwuaAia Tou uaAogidoug, congenital
membranous vitreous anomaly). O akooAoyIk6¢
€heyxoq anokdAuye veupoaloOntriipia Bapnkoia,
I010ITEPO OTIG UPNAEG oUXVOTNTEG (EAGTTWON OKONG
katd 10 db appoTtepdnAeupa e pualohoyikh €kAu-
oN TUMIKWY KUPATOPOPPWY). O unepnxoypapIkog
€heyxoq dvw Kkal KATw KoIAfag ATav puoIoAoyIKOG.
210 UngpnxoypdPnpa kapdIGE dIanMoTWONKE pikpoU
BaBpol npénTwon Tng pITpoedols BaABidag. O
QKTIVOYPAPIEG Twy 00TWV £de1éav ehappd enimedwon
Twv onovOUAWY PE OTEVWON TWV PHECOCTOVOUAIWY
dlaoTnPdTwy (Ania nAatuonovouAia). H ooTikA
nAikia ATav 2,5 etwv. O kapudTUNoG NTav eniong
PUOCI0AOYIKOG (46, XY). O peupaToloyikdG EAeEyX0G
Oev €de1&e kdnolo nabohoyikd elpnpa.

H ouyyeviig -otaBepd uPnAi- puwnia, To BeTIKd
OIKOYEVEIaKO I0TOPIKSG, N UNONAAGCIa TNG HEONG YPAW-
MG Tou npoownou, n ehappd veupoaloONTApIa
Bapnkoia kar Ta akTivoAoyikd eupripaTta €0eocav
Tn didyvwon Tou ouvopdpou Stickler. H didyvwon
eniBeBaiwdnke pe popiakn avdhuon DNA oTo naidf
kal Ta Aoind pEAN TNG oIkoyEvelag. XTov acBevn, oTn
MNTEPa Tou Kal oTa dU0 adgApIa Tou avixvelOnke n
napeppnvedoipn petdAagn p.Arg365Cys (R365C)
010 €€0vIo 24 Tou yovidiou COL2AT, oUppwva pe
avdiuon dHPLC (WAVE) kai Texvikri npoodiopiopou
aMnhouxiag Tou DNA (sequencing).

To naidf kar Ta Aoind ndoxovra péAn TnG olko-
yévelag, napakohouBolvTal kar unoBdAovral oe
TakTIKO oPOaApoAoyIKS EAeyxo.

MepinTwon devTepn
AyopI 4 eTihv napanép@dnke and opOaAuiaTpo yia
YEVETIKA ekTiunon Adyw opBaApoloyikwv npoPAn-
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EIKONA 3. l'evealoyikd 0€vdpo deUTePNG OIKOYEVEIDG.

EIKONA 4. dwtoypapia Tou deltepou acBevolg
pag. Mapatnpeitar unonhaoia TNG pé€ong ypappnig Tou
npoownou (kabi¢non Tng pidag TG PUTNG, AVESTPAPMEVA
pIvikd nTepuyia, pikpoyvadia) kal éviovo BAéuua.

MATwV Kal eniBapnpévou olkoyevelakou 10ToPIKOU.
"Hrav 1o TpiTo Nnaidi Tng oikoyévelag. Mevvribnke petd
andé TeAeidunvn kUnon PE Kaloapiki Topn Adyw
UPNAAG puwniag TNG pnTépac. To Bdpog yevvnong
ftav 3.050gr.

2TO ATOMIKG avAPVNOTIKO TOU avapepdTav ugn-
A puwnia (10 dpt) and nAikiag 2 eTwv. e nAikia
3% eTwv, eixe dlayvwoBel kKaTapPAKTNG 0TO Oe&Id
opBaAub. Aiyoug priveg apydtepa n opBaipoloyikn
e€€taon €0e1&e OMKS KaTapPPAKTN Kal anokOAAnon
TOU ap@IBANOTPOoEIdOUG Tou de€ioU opBaipoy Kal
nePIPEPIKA anokOAANoN Tou ap@IBANOTPOoEIdOUG
Tou apioTepol opBaiuoy, o onoiog diatnpouoe
kaArt 6paon. O aoBevriq uneBAnOn oe xeipoupyikn
enéppaon kar otoug dUo oPOBaipolc yia Tnv d1dp-
Bwon Twv opBaiuoroyikwv NpoBANPATWY.

AN TO OIKOYEVEIAKO I0TOPIKO dIAMIOTWONKE OTI O
adeApéG Tou aoBevolg, nAikiag 6 eTwy, ATav ano-
AUTWG UYING, eV N peydAn adeApn Tou, nAikiag
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14 eTwyv, eixe uPnAi puwnia (10 dpt), xwpig dAAa
npoPArpata. Eniong, n ynTépa Tou avEépepe OTI ixe
ugnAn puwnia (10 dpt) and veapn nAikia kar Adyw
anokOAnong appiBAnoTpoeidolc eixe unoBAnBei oe
XeIpoupyikn enéufaon kar otous OUo oPOaAuolc
o€ nAikia 7 eTwv. AnokOAMNnon ap@iBAnoTpoeidols
€fxe UNOOTE( KaI 0 PNTPIKGG NANMNoUg, 0 onofog NTav
TUPAOGG (gIkOva 3).

YTnv avTikelpevikn e6€taon, napatnpnonke O
0 aoBevniq €ixe IkavonoIiNTIKA owpaTikA avanTuén
(owpaTopeTpikd oToixeia: 50-75" EO). H uxoki-
vnTIKA Tou €&€MEN nTav kaAn, pe kaAi xprion Tou
Aoyou kal e&woTpeprt npoownikéTnTa. Napatnpn-
Onke pévo unepkivnTIKOTNTA. Adyw TNG puwniag
popouoe yuahid. daivotunikd, eixe unonAacia Tng
ME€oNg ypapunig Tou npoownou e kabidnon Tng
piCac Tng pUTNG, aveoTpappéva PIVIKG NTEPUYIA Kal
MikpoyvaBia. Or BAepapIkéG OXIONEG NTAV PEYAAEG
Me évTovo BAéupa (eikéva 4).

O akooAoyIKOG EAeyxOG ATAV PUOIOAOYIKOG, EVW) O
AKTIVOAOYIKOG EAEYXOG TwV 00TWV Oev eixe 101AITEPA
gupripaTa.

Bdoel Twv €101kwv opBaAuoloyIkwy eupnpdTwy
Kl TOU OIKOYEVEIOKOU 10TOPIKOU, €T€0N N KAIVIKA
d1dyvwon Tou ouvdpopou Stickler, n onofa eniBe-
Baiwbnke pe popiakn avdhuon DNA oTov aoBevn,
oTnv adeApn Kal oTn PNTEPA TOU. XUYKEKPIUEVQ,
avixvelBnke pia petdAMaén evalMakTikoU potiopaTtog
(splice site mutation) (c.4110+2T>C) oTto Ivipévio
57 Tou COL2A1 yovidiou o€ eTepOluyn kaTdoTaAON.
H pébodog nou akohouBrBnke NTav n TexvikA Ape-
oou npoaodiopiopol TG aMniouxiag Tou DNA dlo
kateuBuvoewv (bidirectional sequencing).

O aoBevnc kal Ta dMa npoofePAnpéva dTopa
NG oikoyévelag napakohouBoulvTtal TAKTIKG oPpOaA-
HoAoyikd.

LYZHTHXIH

To ouvdpopo Stickler yetafiBdleral pe Tov auto-
owpaTikG enikpaTouvTa TPONO KANPOVOUIKOTNTAG.
Mapoucidlel ekdnAwoelg and Toug oPpOaipols (Ua-
Ao€1O€G kal apPIBANCTPOEIDN), OIGPOPEG OKEAETIKEG
dlatapaxég, noikihou Babpol Bapnkoia kar xapa-
KTNPIOTIKEC PAIVOTUMIKEC AVWHAAEG NPoownou ™.

Avrikel 0TV oPGda Twy OKEAETIKWY NABACEWY
nou ogefhovtal og PAGPRN Twv dOPIKWV NPWTEIVWV
™G e§wKUTTAPIag ouofac. OewpeiTal n nio ouxvn
QUTOOWMATIKA €MIKPATNTIKA NAONON Tou OUVOETI-
koU 10T0U KAl NapoucIddel peydAn GpaivoTunikh Kal
YOVOTUNIKNA ETEPOVEVEIDR”. OPeiNeTal O€ HETAMAEEIC
Twv yovidiwyv Tou npokoAhaydvou, COL2AT kail

COL11A1, COL11A2, nou €xouv xapToypapnOef
oT0 XpWHOoWHa 2 kai gival uneyBuva yia Tov TEAIKS
oxnuaTiopd Tou koAaydévou Tunou Il kal Tdnou Xl
avrioToixa™*’.

Ta koMayova Il kar XI eivar ividikd koAhaydva kal
anotehoUvTtal and TPeIG aAuaideG ol onoieg oxnpa-
TiCouv TPINAA €Aika. To koAayovo Il eivar opoTpipe-
PEG TOU NpoidvToG Tou yovidiou COL2A1T, dnhadn
anoteAeitar and TPeIg a, aAuoideg kar eivar peiCov
OuUOTaTIKO TOU UAAOEIDOUC OWHATOC, TWV XOVOPWY
Kal Tou noApoU Twv dovTiwy. To koAhayovo Xl eival
ETEPOTPIMEPEG TWV MNPOIGVTWY Twv yovIdiwv COL2A1,
COL11AT ka1 COL11A2. Anavrdral kupiwg oTo ua-
Aog1déc owpa’. ENeidri anoTeAeiTal and ikpdTepng
dlapérpou 1vidia, eivar avaykaio yia Tn diatipnon
™G dlapavoug OOPAG Tou uahoeidouc’.

Avdhoya pe To €ido¢ TG peTdAAaéNG kal Tov TUNo
Twv yovidiwv, To oUvdpopo Stickler Ta&ivopeiTal
o€ TpeIg TUnoug. Kdbe TUnog napouoidder IdIKEG
avVWHPANEG 0TO UONOEIDEG.

A. 2X4vdpopo Stickler Tunou | (STL I). MapaTtn-
pouvtal heTardéeig oto yovidio COL2A1, o1 onofeg
odnyouUv oToV NPWIKO TEPUATIONS TNG HETAPPAONG
KOl OUVENWG OTN PElwpévn ouvBeon Tng a, aluoidag
Tou koMayoévou Il (anhoavendpkeia Tou yovoTtdnou,
haplo-insufficiency of genotype). Mapartnpeitar xa-
PAKTNPIOTIKA OUYYEVAG avwpaAia Tou ualogidoug,
“uepBpavwdoug TUnou” (congenital membranous
vitreous anomaly), oTnv onoia To UNOAEIPPATIKG
uahoeldég opiceTar and pia avadinAwpévn pepBpdvn
oTov onicBoPakikd XWPEO, eV N uNéAoINN UOACEIDIKA
kKoIAOTNTa €ival kevid (ualogldéc Tunou 1). To STL |
kaAunTel To 80% Twv NEPINTWOEWY. XTNV KATNYOoPIa
autr avrikouv kal ol U0 NEPINTWOEIG JAG.

B. Zdvdpopo Stickler Tdnou I (STL II). Opeile-
Tal og napeppnvelolPeg PeTAaANGEEIG oTo yovidio
COLT1AT1, 1o onoio kwdikonolel Tnv a, aAucida Tou
koAMaydvou XI. To uahoeIdEG €xel xapaKTNPIOTIKA
IVIOIKA “kopBoAoyioeldn” popgoioyia (beaded
vitreous anomaly, uahogld€g TUnou ).

I. 20vdpopo Stickler Tdnou I (STLIIT). OpeikeTal
oe petdAhaén Tou yovidiou COLTTA2, nou eival
unevbuvo yia Tnv a, ahuoida Tou koAayovou Xl
Kal NAPOUGIGLEl HOVO GUOTNUATIKEC EkSNAWOEIC™ .

EkT6¢ and Ti¢c avwpaAieg Tou uaAogidoug, dAha
opBaAuIKA dlayvwoTIkd KpITrpla Tou ouvOpdpou
nepihapBdvouv Tnv uPnAn otaBepn puwnia kai TN
OTIKTA NepIayyelakn ek@UAion TUnou “lattice” i kai
pnyudartoyevr anokdAnon Tou ap@iBAnoTpogidoulg,
n onofa oupPaivel oto 60% Twv NEQINTWOEWY Kal
odnyei og anwAeia paong, 6Nwg £yIve O OpIoPEVA
HEAN TWV OIKOYEVEIDV TwV AoBeviv pag ™.
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MINAKAEL 1. AIA®OPIKH AIATNQXH LYNAPOMOY STICKLER

Néonua KAnpovopikdrnta
50913-14,

AUTOOWMATIKG ENIKPATNTIKO

2uvdpopo Wagner

AiaBpwrixri
valoeidoauqi-
PBAnoTpoeidondbeia

5qg13-14, autoowpaTikd
ENIKPATNTIKO

2uvdpopo Marshall OgeileTal o€ eMelppaTa kal
MeTAMAEEIC paTiopaTog oTo

COL11A1 yovidio

AuonAaoia Kniest Ynpelakni petdAaén oto
COL2A1 yovidio

(avtikatdotaon Arg—Cys)

2uyyevrig onovoulo-
enmipuolakr duonAaoia
(SEDC, spondylo-
epiphyseal dysplasia
congenita)

Ynpelakni perédMaén oto
COL2A1 yovidio
(avtikatdotaon Arg—Cys)

KAivikd otoixsia

Yaloap@iBAnoTtposidondBeia xwpic anokdAMnon -
OgV €X€l CUOTNHATIKEG EKONAWOEI

“Allelic variant” Tou 0. Wagner

IxedOV d1a eikdva pe To o. Stickler - empévovta
Hop@poAoyIkG OTiyHaTa NPOCWNOU OTOUG EVNAIKOUG
o€ avtiBeon pe 1o o. Stickler nou apBAdvovTal

ME TNV nAikia

AuocavdAoyo kovT6 avdoTnuad, NPOoodEUTIKA
napapodPPwWon Tou OKeAETOU,
xwpIiG opBaAuIkd npoPAripaTa

YoBapd akTivoloyikd eupripaTa,
KOVTO avdoTnpa, Xwpig
opBaApIKA eupripaTa

O1 un opBaiuikéG exkdNADOEIG NepIAapBdvouy
MOPPOAOYIKEG AVWHAAEC NPOOWNOU, 01 ONOIEC ival
anoTéAeopa TnG unonAaciag TNG PEONG YPAUMNG
kar noikiAMouv ané oxioTia TG paABaknig unepwag
uéxpl akohoudia Pierre-Robin™'®.

H Bapnkoia eivar pia Ania cuotnuaTiki €kdr-
Awon nou napatnpeital oto 40% Twv acOeviv®,
Mnopel va eival veupoalodnTripia, aywyigoTnTag
A MIKTA, av kal ouvABwg eival pn e&ehloodpevn
veupoaioOnThpIou TUNou uPNAWY cuxvoTATwy. Ol
naBoyeveTikoi pnxaviopofl Tng Bapnkoiag eivar v
noMoi¢ dyvwoTol. Katd pia unéBeon ogpeiletal otnv
EKPUAION TWV TPIXWTWV KUTTApwV e€alTiag Twv dia-
TAPAYHEVWY PNXAVIKWY 1010TATWY TOU KOAMayovikoU
oTpwpatoc Tou koxAfa''. H Bapnkoia aywyipétnTog
anavrdral kupiwe oTIC PIKPEC nhikieC' . IxeTiCeTal
ME TIC OUXVEG EKKPITIKEG WTITIOEG MOU guvooUvTal
and Tnv 191aiTEpN avaTopia ToU NPOoWNoU Kal TN
pnxavikni diatapaxn TNG HETAd0ONG TOU aKOUOTIKOU
gpebiopaTog oTo P€oo oUg, Adyw UNEPEADOTIKOTNTAG
TNG TUPNAVIKAG HEPPBPAEVNG KAl TWY OUVOECHWY TWV
akouoTIKOY ooTapiwy''. Mévo 0 aoBevA¢ TG NPWwTNG
nepiNTwong napouciaoe rinia fapnkoia.

O1 ekdnAwoelg and To PUOOKEAETIKG oUoTna
napouoidlouv peydAou Babpou eTepoyéveia akdpa
Kal géoa oTnv id1a oIkoyEévela, Onwe napaTnPrdnke

Kal 0Ta NEPIOTATIKG pag. To no onpavTikd elpnua
eival n np@iun naidikri apponddeia”'®. Moikiou
BaBpou e&ehioobpevn onovduAoenipuaolakn duonia-
ofa, 6pwC, NapaTnPEiTal o€ GAOUG TOUG AOBEVE(G pE
kUpio elpnua Tn PeTaguaolaki dlanAdTuvon Twv
HaKpWy ooty 2. I1n 2"-3" SekaeTia Tng {wnic gival
duvaTdv va €xel ndn avanTuxBei xpdvia ekPUAIOTIKA
ooTeoapBpondOeia pe npooPori 181AITEPWG TNG
kat” 1oxiov dpBpwong, énw¢ o Befog Tou NpwToU
aoBevolg poqg.

O1 vonTIkEG IKAVATNTEG OTa NaIdId pe oUvOpouo
Stickler eivar qpuoioloyikég, evrouToig eivar nibavév
va napatnpnOel pikpou Babuol PuxokivnTikn kabu-
oTépNnon Kal paBnolakés duokohieg. Q¢ aiTia evoxo-
noloUVTal DEUTEPOYEVIIG O OUVOUAOUOG NPORANG-
TwV TNG 6PAONG KAl TNG AKONG Nou naparnpouvral
070 0Uvdpouo™®. And TIc dU0 OIKOYEVEIEC, HOVO O
aoBevri¢ TNG NpwTNG napouciade Nnia avanTtuél-
akd npofBAripaTta kal Bapnkoia, evwy Ta undloina
npooPePAnpéva PEAN TNG OIKOYEVEIGG TOU Eixav
puaclohoyikn vonuoouvn.

H diagpopikn didyvwon Tou cuvOpduou nepIAap-
Bdvel ouvdpopa dnwgTo o. Wagner, n diaBpwTikn
uahogidoappiBAnoTpondOeia kai To ouvdpopo Mar-
shall. H nAnpng diagopikn didyvwon napouaoidderal
otov nivaka 1>%'"",
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MINAKALX 2. KAINIKA EPEYNHTIKA AIATNQXTIKA KPITHPIA KATA SNEAD & YATES TOY X. STICKLER (MPEMEI
NA ZYNYNAPXEI ANQMAAIA TOY YAAOEIAOYXZ MAZI ME 3 AMO TA 5 AKOAOYOA KPITHPIA)

AiayvwoTikd kpitrpia katd Snead & Yates
Yuyyevig puwnia

PnypaTtoyevii¢ anok6AAnon Tou appiBAnoTpoeidoug

Mepintwon 1n Mepintwon 2n

A nepiayyelakn otk (lattice) expuAion Tou ap@IBAnoTpoeidoug

YnepeAaoTIKOTNTA apOPWOoEWY PE i XxWPIG akTivoAoyIkd

eupnpata apBpIkiAg ekpuAiong

AkoopeTpIkr dianioTwon veupoaiodnTripiag Bapnkoiag

YnonAaoia / oxioTia péong ypapung

+ +
- +
=+ -
=+ -
=+ -

O1 800 nepINTWOEIG Mou Neplypdpnkav nAnpoulv
Ta KAIVIKA dlayvwoTiké kpithipia Tou STLT (nivakag
2)*®. H popiakn avdluon Tou DNA anokdAupe SHwG
eVOIAPEPOUOEG HETAMAEEIG. 2TNV NPWTN NEPINTwoN,
avixveuOnke onpelakn napepunveUoIgn eTAAaEN
(R365C) oto yovidio COL2AT kai 6x1 avepunvelol-
MN nou Ba odnyoloe og anAoavendpkeia, énwe Oa
AVAPEVOTAV. ZUYKEKPIPEVA, EMPOKEITO YIO AVTIKATA-
oTaon piag kuoTeivng and apyivivn otn 6€on X Tng
TPINAAG €éMikag Tou koAayodvou 1. Q¢ yvwoTdy, 6Aa
Ta IVIOIKG KOAMaydva €xouv pia pakpld enavaiap-
Bavopevn aMniouxia apivo&Ewv yAukivng-X-Y, n
onofa dlapopPwvel Tnv TPINAAR éhika’™. ITn BiBAio-
ypapia éxouv avapepBel GAMEeG dU0 NEPINTWOEIG TNG
OUYKeKPIUEVNC HETAMaENC™ . AMec avTikaTaoTdoeIC
Arg—Cys otn 6éon X 1 Y Tng TpInAétag odnyouv oe
voonpaTa énwgn duoniacia Kniest kal n ouyyevig
onovoulognipuolakn duoniacia (Spondyloepiphy-
seal dysplasia congenita, SEDC)®. H petéAAaén nou
BpEOnke oTn deUTEPN OIKOYEVEID OgV Exel AvVaPePDel
otn BiBAloypapia péxpl Twpa. Anaiteital peyaAd-
TEPOG aPIBUOC NEPINTWOEWY yia va givar duvaTti n
OUOXETION YOVOTUNOU-(QaivoTunou.

Eival pavepd kal and TIG NEPINTWOEIG MOU JEAETA-
oapg, 6TI To oUvdpopo Stickler napouacidder peydAn
YOVOTUNIKA KAl pAIVOTUMIKA ETEPOYEVEIQ KAl ATEAR
d1e1oduTIKATNTA. H unoyia Tou cuvdpPOoU NPENE!
va TiBeTal oe veoyvd pe akohouBia Pierre-Robin,
o€ naidId pe averiynta apBpikd dAyn kal npwipn
ooTe0apOpiTIda kal oTa dTopa pe oTabepd uPnAn
ouyyeviA puwnia'’. H akohouBia Pierre-Robin, ud-
AioTa, eivar éva edpnua To onoio YNopel va oup-
BAAMer akéun kar oTnv NpoyevvnTikA didyvwon Tou
o. Stickler, epdoov undpxer OeTIKO OIKOYEVEIAKS
1oTopIKS. MpdypaTi, oTnv Nnpdopatn BiPAioypapia

EXEI NEPIYPAPET NEPIMTWON NPOYEVVNTIKAG UNEPNXO-
yPaAQIKi¢ d1dyvwong akolouBiag Pierre-Robin nou
anodobnke oe ouvdpopo Stickler, kaBw¢ énaoxe n
uNTépa Tou naidioy .

Ywotni KAIVIkA d1dyvwon ouvendyeTal TAKTIKA
opBaAporoyikii napakoAoBnon yia Tnv npdAnyn
cofBapwyv emmAokwy, 6nw¢ n anokdAAnon Tou ap-
PIBANOTPOEIdOUC. ZUoTNHATIKOG 0POAAPOAOYIKOG
€Aeyxo¢ npénel va OIEVEPYEITAI KAl OTO VEOYVA HE
akolouBia Pierre-Robin. H enifeBaiwon Tng kAIVIKAG
d1dyvwong pe poplakn avdhuon DNA napéxer Tn
duvardTnTa avixveuong Tng YeVeTIKG BAGPNG oTov
ndoxovTa, aAAd kai oe dAa npooBePAnuéva péin
TWV OIKOYEVEIWV, KOOIOTWVTAG TOIOUTOTPONWG EPIKTO
TOV NMPOYEVVNTIKO €AEYXO.
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Stickler syndrome. Wide phenotypic and ge-
notypic heterogeneity in two families

S. Psoni, F. Psychoy, G. Chrousou, L. Thomaidou,
P. Paikos, E. Kanavakis, H. Fryssira

(Ann Clin Paediatr 2007, 54(1):68-74)

Stickler syndrome is an inherited connective tissue
disorder with ocular, skeletal and facial abnormalities.
High constant congenital myopia, vitreous anomalies,
early childhood arthropathy and midline hypoplasia are
the hallmarks of the disease. Two interesting cases of
Stickler syndrome are presented. In the first case, DNA
molecular analysis detected a rare mutation in COL2A1
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gene, which is responsible for Stickler syndrome. In the
second case a mutation that has never been described
so far was detected. Also, other affected members of the
two families were found to be affected with the same
molecular abnormalities of the syndrome. Wide phenotypic
and genotypic heterogeneity of Stickler syndrome was
found, as it is shown in the current literature.

Key words: Stickler syndrome, high myopia, midline
hypoplasia of the face, COL2AT gene.
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