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Ay vTapyel Kapuia cUYKpPovon CUUPEPOVTWV



Mapovoa voooc- Evapén CUMMTWHATWV...

* 10/2016: Aipvidlac evapénc wiakn keparayia « diknv kepauvvou» mou e€amAwbnKe ypriyopa oTo

aPLOTEPO NULOU TNC KEPAANC, e cuVodO (AAN TEPLOTPOPLKOU TUTIOU, VaUTL, ATTWAELO LOOPPOTILOLC
Kol ollpwdial apltotepol NULHOPLOU CWHOTOC.

- NoonAeia yia 1 eBdopada og veupoAoyLko Tunpa Fevikov Noookopeiovu ABnvwv.



ATOMLKO AVOVNOTLKO

e 2014: Mpwipn ooteomnevia [Tscore=-1,9]
Avixveuon stepoluywtiag yia tnv petaAiaén R135H tou ALPL yovidiou
(Alkaline phosphatase, tissue- nonspecific> cuoyétion pe unodwodataoio & ooteopalakio)
&> untEpa popeag tng oLag PeTaAAaéNng

* 02/2016: Epduteuon evBepdtwy olAikovng (otnbog- audw ya aedntikoug Adyoug)

* Qupeoeldikoi 6ot (FNA apvntikn yla kakorBelo- oto mapeABov Tx pe kopBapt{oAn)

e 05/2016: Aamapookonnon ya dtepevvnon caATiyyitdag xwplc avelpeon HLKpoBLoKoU

nopayovia
e 2019: 2x IVF mpoomnaBeLlec. Xwpic LoTopLko amoBoAwv

e 2021: ubpocaAmiyya =2 CAATLYYOTOUN



ATOMLKO AVOVNOTLKO

DopHaKEUTIKA OAYWYA:
e AvtloUAANTITIKA Slokia cuvduacopoU (dpooTiipevovn- atBuvidootpadloAn), amno
06/2016 ta omola OTAUATNOE LETA TO EMELCOSLO

* VitD3, B12

Kowwviko LotopLKo:

AAKOOA(-), aAAec ovotec (-)

* [pwnv karnviotpla (5py)

Aokoutav oto tapeABov (otifo, volleyball, karate) xwpic mpoBARuata

*  TIOVIPEUEVN



OLKOYEVELOKO LOTOPLKO:

 Mntépa pe mMpwLpn ooteonopwon (etepoluywtng ALPL)
* Matépac pe umoBupeoeldLoUO ( OXL kKakonBeLa)
* Euputepn owkoyevela: Sev avadepovtal aldvidiol Bavatot, AEE, yvwotd aveupuopata-

pnéelc-dlaywplopot ayyeiwv, dev avadEpovtol CUCTNUATIKA AUTOAVOCA VOO LT



AVTIKELUEVIKN E€ETOION:

[At6 evnuepwtikd voonAeiag 10/2016]:

H=175cm, W=75kg

ZWTIKA onuela kK

ANE: opBootation kat Badion pe duoxepela- aduvapia Badlong os euBeia ypapA-
npoBaiAopevn vnacOnoio aplotepol Avw AKPOU

KukAodopiko: Kapdiakol tovol kP, opotipa PnAadpntéc oduUEelc mepldEPLKWV APTNPLWV

Aoun Katd cuotnpata e€€taon: Ko



EpyaotnpLakoc EAeyxoc:

* WBC=7810 (P=58,4%, L=33,6%), Ht=39,7%, Hb=13,5gr/dl, MCV=89,9fl, PLTs=183.000
* TKE=13, CRP<1

* Fe=61, dpeppitivn=43, B12=244, puAAko ofv=4,4

e aPTT=25,3, PT=12,2, d-Dimers=2,19

e Chemistry: WNL

* H/® Asukwpdtwyv ko (1gG=995/ 1IgM=276/I1gA=108)

e TSH=0,24 (T3, fT4 £bo)

« ANA (-), dsDNA (-)



MapakAViKOG EAEYXOC:

* Triplex ayyeiwv tpaxnAou: kb

e HET: xwpic maBoAoylka eupipota

*  MRI geykepalov & AMZZ : ywpic maBoAoylkd evpApata

*  MRA gykepalou: Ywpic elkOVa aveupUOoUATOC ] AAAOU TUTIOU ayyelaknc dSuomAaoiog
kAAdwv tou Willis. Xwpic otevwoelc avtwv. EEwkpaviakn poipa eow kapwtidwv k. AteAng
ekmtuén AP omovOUuAkn g aptnpiag, ota mAaiola avatoukng mapaAdaync. Ae€ld omtovOuAkn
K. DAeBwdeLC KOATIOL K.

* ENY: oyn Sdtavyng, kottapa 2/ul, Glu=61,9mg/dl, AeUkwpa=25,7mg/dl, Alb=14,1mg/d|I

*  0O¢OaApoloyikn e€€taon: avitiAnPn xpwpdtwyv K, oadr opLa OTTIKWY OnAwv

H acBevng, petd ano pia efdopdda voonAeiag, EAafe e€itiplo pe odnyieg yra drakonn
OLVTLOUAANTITLKWYV SLoKiwv Kat Evapén tonpapdtng (Topamac)



Awadopikn dtayvwon kepaAaAyiog diknv «KepovvoU»

*  Yropayxvoeldnc atlpoppaylo X

. , , , (omavia) X
e JUVOpOUO avaoTPEWLUNC EYKEDAALKNC OYVELOOTIOCLLOU

: . * Ynoduolakn amonAnéia
(Reversible cerebral vasoconstriction syndrome RCVS)

, , *  AlXWPLOUOC aopTIKOU TOEOoU
(Ayotepo ouyva)

* Eykedalkn holpwén X * Neomhaoia

* Eykedpalikn dAePfkn BpopuBwon X * Tyavtokuttapkn aptnpitda

. ALXWPLOUOC APTNPLOV TPAXHAOU * Anodpaén amopporn KOALOLKOU CUCTHHOTOC

e Evdokpavia untotaon X * VIV ayyeronalelo

* Yneptaowkn axpun X

e JUvOpopo omnioBlac avaotpePLung eykepalomndabelag
(Reversible posterior leukoencephalopathy syndrome RPLS)

* EvbdoeykedaAikn atpoppayia X
* Eykedpaliko Eudpoakto X



NooRuata/ KataoTdoelg TTou oxetiovral pe RPLS

Yrieptaolkn eykepalonabela

Otela 1 xpovia vedplkni vooog
OpopBwrtikn BpopPorevikn mopdupa
ALLOAUTLKO OUPOLULKO CUVOPOUO
Exhopia

Ayyelitideg

2EN

Olwdnc moAvaptnpitida
Kpvoodatpwvatpio

Wegener

AVOOOKATOOTAATIKA,/ 0lVOOOTPOTIOTOLNTIKA hapLLOKAL

IVIG
*XopOKTNPLOTIKEG ECTLAKEC ] CUPPEOUOEC
TEPLOXEC avEnNUEVOL onpatoc os T2 k FLAIR.



KAwvika

EykepoarondBela
Hukpavia

emAnyia

kepoaAaAyia

Atpx opaong

EoTLOKA VEUPOAOYLKA CUUTTTW AT
Anelkovion

AyyeloyeVvEC eyK. oldnua
AEE

AoBLakn aLpoppayia
Yriapaxvoeldng atpoppayia
TUNHOTIKA ayYELOoUOTIO0N

Juvurnapxovoa ayystokn PAABN
(SLaxwpLopocg, avelpuopa)

Contrast enhancement

”

50-80%
60-75%
5-15%
50%
33%
10-15%

100%
15-30%
10-25%
3-8%

30-70%

AcuvnOBec

20%

96

10-15%
0-20%
Rare
90-95%
30-40%
9-63%

15-40%
33%
15%

40%

100%

20%

AcolvnBec



* ‘Eva £€toc apyotepa (02/2017): emavektipnon and aAAov veupoAoyo, Aoyw KEDAAOAYLWV
(meplotaoLaka) Kat EppEvouoac umtaobnoiog aplotepol NUIOEWC TPOCWTIOU KAl apLoTEPOU
AVwW AKPOU

* Néa MRI/MRA gykedpalov Kat tpaxnAov: Armouvaia ponc otnV aplotepn onovSUuAikn aptnpio

ue vroYia SloywploUoU ToU APYETOL UECWC UETA TNV EKQUON TNC. ELpnua xwpic petaBoAn

OUYKPLTLKA HE Ttponyoupevn e€€taon (10/2016). Aoutdg EAeyxoc XwpLle maBoAoyLKA EUprLOTA.

1000075479 06/04/19
BRAIN,BRAIN MRA,NECK

@O MINOTE 10 LITE
CO Al QUAD CAMERA




* ‘EAeyxoc OpopBodiriac: AT, protS, APC-R 2 kd
LA :B€TIKO o€ 1 pETPNON, TAVTIA APVNTLKO O 3 eMOUEVEC emavaAnPeLg
Moplakoc €Aeyxoc (FI120210, FV leiden) duocLloAoyLkog
antiCL, anti-B2GPI (-)

e OpokuoTteivn ota avwtepa GUCLOAOYLKA OpLaL

- Evapén aywync ue Salospir 100mg/d kau filicine.




09/2022: aAyoc OMZZ ko Askavng 6e€La, xwplic cadn pAsypovwdn xapaktipa
(embelvwon pe aoknon, xwpilc mpwwvn duokapia r vuxteptvn adunvion)—=> opbomedikn
Kol peVLaToAoyLIKn ektipnon (eixe 600el cuotaon yla certolizumab aAAd n acBevic dev

ninpe ola BouAnoel)

MRI OM2Z/ Aekavnc-loxiwv/ tepolayoviwv: dlaitepa ATLEC EKPUALOTIKEC XAAOLWOELC
LepoAayoviwv apBpwoewv kat OMZZ, unxavikng atttoAoyiog

HLA-B27(-)

11/2022: H aoBevr|¢ eKTILRONKE OTO KEVTPO EUTIELPOYWHOCUVNG TNC KAWVLKNAC MNaBoAOYLIKNG

QuoloAoylag



2uvoyn-npoBAnpata acOevoug

* NeEa yuvaika pe aidvidla eykataotaon VEUPOAOYLKAG OUUMTWHOTOAoYLaC/ onueloAoylag
(kepaAadyia, aotdbela, vrtalcOnoia) Kot Elkovo dtaxwpeLopol ortovOUALKNAG apthplog.

e ATUTIO LUOOKEAETIKA AAYN

* AQYn avtlouAANTITkwy Slokiwv

* [pwv aBANTpLa

* Ymoyovipotnta (?)



Awadopikn diayvwon Staxwpeiopou aptnelwv tpaxnAov-eykedpaiov

* TpaUUATIOMOG ) AAAO HNXAVLIKO aiitio (=<40%)

O

Volleyball, basketball, Evtovn doknon KtA

* Noonpata cUVOETIKOU LOTOU KOl OYYELAKEC MOONOELC

O O O O O O O O

lvopuikn) SuomAaoia (15-40%)

o. Ehlers-Danlos s type IV (ayyelako Ehlers-Danlos)
o. Marfan

Osteogenesis imperfect

Cystic medial necrosis

Reticular fiber deficiency

MoAUKUOTLKA VOOOC VEPPWYV (LUTOOWLLKI ETILKPATAC)
Avemnapkela al-avtiBpuivng

Segmental arterial mediolysis

Reversible cerebral vasoconstriction syndrome
EvkedaAlkd aveuplopata

AA\a altio

@)

O O O O O O

Mpoodatn Aoitpwén

Yriéptaon

Huwpavia

Menineda opoKUOTELVNG

ATIO TOU OTOHOTOC OVTLOUAANTITIKA
Kanviopa

Meplodoc HeTd TOKETOU



Avaokorninon BiBAoypadioc:

2UOTNHOTLKA QLUTOAVOOoQ VOO HaTa & SLaxwPLoNOC aptnpLlwyV eyKePAaAov-TtpaxiAou

e elaylota “case reports”
* 10 neputtwoelc APS 1) SLE/APS napouoiacav AEE Adyw Staxwplopou aptnplwy tpaxnAou [Eow

KapwTtida (n=6), pueon eykedpaAikn apt (n=1), omovouAikn (n=3)
Iseki T et al, Lupus. 2021 Jan;30(1):118-124

MepovwpEva TieEpLOTATIKA aoBevwy pe SLE R cuoTtnuatikéC ayyelitideg Kal supripato StaxwpLopou

oTtoUVOUALKAC apT.

Yanagiha K, et al, Medicine (Baltimore). 2017 Aug;96(33)

Ito M, et al, Brain Nerve. 2014

Sakamoto S, et al, Clin Neurol Neurosurg. 2005 Aug;107(5):428-31
Caso V, et al, Cerebrovasc Dis. 2002;13(1):67-9



Enavektipnon KAWVIKAC elkovac- Nepetaipw EAEyXOC

US vedpwv: kd
ANA, dsDNA, anti-B2GPI, anti-CL, PR3, MPO, LA, ENAs, RF, anti-CCP : APNHTIKA
C3, C4 k¢

[ovidLako panel aoptonaBelac (whole exome sequencing): petdAAoén 2792G>A oto yovidio FBN1,

o€ etepoluywTtia
- Oev €xeL avadepbel otnv BLPAloypadia pexpt onuepa (missence VUS-afEPRatng

KALVIKAC onpoaoiog)
2 TOXEUMEVOC EAEYXOC TNC AVWTEPW METAANAENC OTOUC YOVELC: 0 TtaTtEPAC GopEaC (OLOUUMTWUATLIKOC)
Kapdloloyikoc Eleyxoc: ECG kal echo ywpic maBoAoyikd supripata [LVEF=58%, xwplc mpontwon
urtpoeldouc, dtaotdoelc aoptnc kP, aoptikn pila kg, TAPSE=27mm]



2UvOpopo Marfan Kol OGYETIKEC SLOTOPOXEC

* [oAuouoTnUATIKNA YEVETIKN Slatapax Tou cUVOETIKOU LoToU/ AQUTOCWLKO ETUKPATEG TTPOTUTIO pPetafBiBaonc
e Enintwon 1:3000 £€wc 1: 5000 atopa

e >1000 petaAAatelc tou yovidiou tnc Pprumpiiivne (FBN1)

* Jemooooto <10% aoBevwv pe o. Marfan pnopei va epdavidouv petaAldacelc ota yovidia TGFBR1 4 TGFBR2

(Transforming growth factor beta receptor)

O maBoyevetikot pnxaviopoi twv FBN1 i TGFBR petaAldaéewyv (oe poplako eninedo) dev exouv anoocadnvioTtel
OL poTeLvOpEVOL pnxaviopol eplAapupfavouy:

® AOULKOC pOAO TWV HLKPOIVIS LWV 0TOV OUVTOVIOUO TNG LOPPOYEVECNC TWV LOTWYV, TNG OUOLOCTAONG Kat/r TNG
QOKPLONG OTO OULHOSUVOLLKO OTPEG

e Auénuévn BodlaBeoipotnta touv TGF-beta



* Etepoyévela pavotumou Kot KAWVIKWY eKSNAWCEWV armo Sladgopa cUCTHUATA LUOCKEAETIKO/
odBaApoi/kapdlayyelako/mvevpovec/depuoa/ KN

*  XopOKTNPLOTLKEC EKONAWOELG: SldTtaon aopTLKAC pLlag Kal ektoria dpakou

Marfan thumb sign wrist sign

Aortic dissection



AvaBswpnueva dtayvwotika kpttnpla, kota Ghent

Revised ghent nosology

Isolated patient
|

Patient with a positive family history

1. Aortic root dilatation (z22)
and

Ectopia lentis

1. Ectopia lentis

2. Aortic root dilatation (z22)
and

FBN1 mutation

2. Systemic score 2 7pts

3. Aortic root dilatation (z22)
and

Systemic score 2 7pts

3. Aortic root dilatation (z22)

4. Ectopia lentis
and
FBNT mutation

Systemic score
e\Wrist AND thumb sign: 3 points (wrist OR thumb sign: 1 point).
ePectus carinatum deformity: 2
(pectus excavatum or chest asymmetry: 1 point).
eHindfoot deformity: 2 points
ePneumothorax: 2 points.
eDural ectasia: 2 points.
eProtrusio acetabuli: 2 points.
eReduced upper segment/lower segment ratio AND increased arm
span/height AND no severe scoliosis: 1 point.
e Scoliosis or thoracolumbar kyphosis: 1 point.
eReduced elbow extension (<170 degrees with full extension): 1
point.
eFacial features (at least three of the following five features:
dolichocephaly ,enophthalmos, downslanting palpebral fissures,
malar hypoplasia, retrognathia): 1 point.
e Skin striae: 1 point.
eMyopia >3 diopters: 1 point
e Mitral valve prolapse (all types): 1 point.
A systemic score =7 indicates major systemic involvement.

Loeys BL et al The revised Ghent nosology for the Marfan syndrome. ] Med Genet 2010: 47:476.



https://www.uptodate.com/contents/genetics-clinical-features-and-diagnosis-of-marfan-syndrome-and-related-disorders/abstract/17
https://www.uptodate.com/contents/genetics-clinical-features-and-diagnosis-of-marfan-syndrome-and-related-disorders/abstract/17
https://www.uptodate.com/contents/genetics-clinical-features-and-diagnosis-of-marfan-syndrome-and-related-disorders/abstract/17
https://www.uptodate.com/contents/genetics-clinical-features-and-diagnosis-of-marfan-syndrome-and-related-disorders/abstract/17
https://www.uptodate.com/contents/genetics-clinical-features-and-diagnosis-of-marfan-syndrome-and-related-disorders/abstract/17
https://www.uptodate.com/contents/genetics-clinical-features-and-diagnosis-of-marfan-syndrome-and-related-disorders/abstract/17

2. Xwpic avadelén
AAAoOU UTTOKEILEVOU

1.Néa yuvaika pe

SLaxwpLopo ' ELEY ,
OTIOVSUAKAC OpT. QUTIOU, HETQ ATTO EKTEVN
P g\eyyxo moAamAwv
LATPLKWV ELOLKOTATWV % \

3. MetaAlaén oto

FBN1 (missence)

* Xwplg, wotdoo
va MAnpot é’
kprtnpta Marfan




