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Marfan syndrome

Diseases with mutations in  FBN1 and TGFBR2
“TGFB LT F I nZEDHHIRE”
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Marfan syndrome®D & E

Pectus excavatum

Dilation
of aorta
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Marfan syndrome Ghent® 2 & #E

Skeletal System
BIEOAER

Ocular System

Cardiovascular

System
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Pulmonary System
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Skin and Integument

BEES B

Dura

(Edi

Family/Genetic

History
Rk BIGE

*Presence of at least four of the following manifestations:

;’%{H—EU)E‘{*U)’_)B’i‘@:(t{ﬁﬂﬁﬂ%ﬂéa Pectus carinatum

*Pectus excavatum requiring surgery

FMinpEBEDRKIE

*Reduced upper to lower segment ratio or arm span to height ratio greater than 1.05
THEIHTELEFEDREIDEL., HAVEFRISHT BT —LRNY (AFEBICEIF-EEZD1E)
DLEA.05KYKELY,

*Wrist and thumb signs

YR MY Ay (FEZE-BRICRIENNMEOE—BE 282 %, 1) . YL¥ (> (HEz
FICLTF 2B BICNMEDAID DRIEQOTNAETHZEL) 1'H 2556

*Scoliosis > 20d or spondyloisthesis

BFHAIBE (2T A20ER) £ [3EH# T RYE

*Reduced extensions at the elbows (<170d)

B R IR (F A 170K i)

*Medial displacement of the medial malleolus causing pes planus

it o fek B I PR (£ 1 7O BE K )

*Protrusuio acetabulae of any degree (ascertained on radiographs)

BEFIEZRH (XiRiR2 THER)

*Ectopia lentis (dislocated lens)

KEAHRAL CREAIE)

*Dilatation of the ascending aorta with or without aortic regurgitation and involving at least the sinuses
of Valsalva; or

NIVHIVNRERERED LT ABARDIEIR (KBIARF AT SEDF|ICESELY)

*Dissection of the ascending aorta

EITREINRD fEEE

None
Ay —BEIHY FHA

None

Ay —HELHY FEA

*Lumbosacral dural ectasia by CT or MRI

FEALER DFEREEAR (CTH DL NMIMRITHERR)

*Having a parent, child or sibling who meets these diagnostic criteria independently
CNEDBMEEZEE-T 8. FH. EL5LVDFE

*Presence of a mutation in FBN1 known to cause the Marfan syndrome
RVIFUIEGREDREELSFBNI DERALR

*Presence of a haplotype around FBN1, inherited by descent, known to be associated with unequivocally
diagnosed Marfan syndrome in the family

RIEN TRV I 7V EREROREEZMEZ T =HENDEELTz. FBNIO/N\TO2( T DEFE

*Pectus excavatum of moderate severity

FTEBDELE WA D 22R VIR

*Joint hypermobility

FEBICE O D W

*Highly arched palate with crowding of teeth

BEARHE > TEXTCLWTOZEDT—F (V) v'mL

*Facial appearance (dolichocephaly, malar hypolplasia, enophthalmos, retrognathia, down-slating
palpebral fissures)

BEIR (REA. B DML, BRERMRE. THORR, BRI T HIER)

*Abnormally flat cornea (as measured by keratometry)
EE(CTELAE (A EEREEICL>TRE)
eIncreased axial length of globe (as measured by ultrasound)

R#MROMER (BEFRICI>THE)

*Hypoplastic iris or hypoplastic ciliary muscle causing decreased miosis

MEZSISRCTIHE R ERHORATE

*Mitral valve prolapse with or without mitral valve regurgitation

{EIEF R (BIEFFART 2EDHE|ICESALY)

*Dilatation of the main pulmonary artery, in the absence of valvular or peripheral pulmonic stenosis or
any other obvious cause, below the age of 40

F A EDAR D 353K (FENARF I B A RAH I ENAREL 72 . bl BAREZREA LM S ) (40RE K i)
*Calcification of the mitral annulus below the age of 40

BB F8R D IR AL (405% K i)

*Dilatation or dissection of the descending thoracic or abdominal aorta below the age of 50

TATHIER KBRS B U\ [LRE ED A BIAR D4 3R 3£ 7= (AR (507K 76

*Spontaneous pneumothorax

BASH

«Apical blebs (ascertained by chest radiography)
fifi se &K 7 (R ERXHR R 52 THERR)

*Stretch marks not associated with marked weight changes, pregnancy or repetitive stress
BRELTARELEL. BIRFEREACLRICEAELLGZWARN YFI—9
*Recurrent or incisional herniae

BREMEANV=TFELIERENIL=T

None
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Frontal bossing

Mid face hypoplasia

Thoracolumbar kyphosis with

narrow lumbar spinal canal

Champagne glass appearance

https://www.orthobullets.com/pediatrics/4094/achondroplasia

Trident configuration of hands

Skeletal dysplasias and dwarfism https://www.slideshare.net/PraveenKumarReddyGorantla/skeletal-dysplasias-and-dwarfism
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Fgure 4. Lumbosacral spine x-ray of a child with achondroplasia (A) and a normal child (8), The white bars indicate the medial surface of the
pedicles, one of which is surrounded by arrows.

Skeletal dysplasias and dwarfism https://www.slideshare.net/PraveenKumarReddyGorantla/skeletal-dysplasias-and-dwarfism

decreasing interpedicular distance in distal lumbar spine
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