


Marfan Syndrome was hamed after a
French manh, Bernard Marfan. He beCame
Assistant Professor of PediatriCs in the Paris
Faculty in 1892. (Jsing a 5 year old 8irl,
Gabrielle, who seemed to have |ong limbs that
were disproportioned, he shared his findings
Of the symptom with others. OQther symptoms
like graChnodactyly (long digits),
Cardiovascular abnormalities, and ocular |ens
disloCation were found in later studies.
Marfah gained a world-wide reputation and
Was recognhized as a pioheer of pediatriC
medicine in France. BY the time 193¢ had
arrived, Bernhard received anh honhorary
fellowship of the Royal SocCiety of MedicCine in
Britain. He later died in 1942, but his findings BERNARD MARFAN
are Still being investigated today.

oftithelDisorder




120r
MapdaHoB cunHAPOM

1892 dpaHuycKMOT negujatap
Bernard Marfan

Arahnodactilia fonem cTeneH Ha NeHeTPabUIHOCT U 1:5000

BapujabunHa ekcnpecuja ChTe onlTecTBe M 1

€THUYKM rpynu
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[eHeTnKa Ha MC

MyTauuja Ha reHoT (FBN 1)
15 Xpomosom

l MpoteunH: dnbpunnt 1 15q921.1
transforming growth factor beta TGF-j

25% opg naumeHTuTe

[eHeTCcKa oncepBauuja
KAnMHWMYKa cnunkKa pBaL)

de novo mutacija
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HapyLuyBaH:a Ha CBP3HOTO
TKUBO

0 | cBp3eH nporenH/NKonpoTenNH
¢ AopTta, AINFAMEHTN Ha IEKA
¢ [lepnocreym

@ ABbHOpManeH GUBPUANHCKN NPOTENH




CKeneTteH,

KapAWOBaCcKyNapeH CUCTEM

pecnupaTopeH
cucTem




Ectopis lens

Muonuja [TayKom

O4YyHM NpomeHun




Xovopopo Marfan: mapapopoaceis 0dpoaxka

Pectus excavatum Pectus carinatum




Pectus carinatum

arachnodactilia

Pectus excavatum
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MycKynn n 3rnoboswu

XUNOTOHUYHU

-

XMNEPnAacTUYHK pacternmsu




CKonmnosa
CnoHanno3a
Jloppo3sa

JucnponopumoHanHocT
Ha paueTe
BO OAHOC

Ha TpynoT

OwTeTyBake Ha
rpagHuoT

KOWw U rpagHaTa

KOCKa

PamHu n mnutasm
cTanana
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HamaneHa

KopTunKanHa

dyHKUMja

MeHTanHa petapgaumja

Dura mater

MNotewkotun W ®

@ Bo yuemeTo

KOHLLEHTPaLKja
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Tepanuja
(cumnTomaTtcka)

€@ leHcka

€ Creponau

€ AppeHeprmuHn 6aokaTopu
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