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[TABLE 1. Comparison of clinical findings in Matthew-Wood Syndrome reported in the literature

Finding Ca ] Caal B Spesr pndd al, Engallensr end al. Seller end 3l Steiner and 1l Priclo and al,
and al. (2 =siba) {2 sporadic casen)
Microphiralezia Bilzen! Bilateral Bilaenl Bilzenl Unilzenl Eilzenl Bilmenl Bilsenl
Wiﬁ . {22} 27)
TOnaY Bilaenl Bilaeml Uniaeslagmess  Bilzemlagmess  Bilgeslagansss  Bilzen! agenesisof Nobng eoaslv (100 Bilaenl
matiormation agenasis of pulmonany sl uppes ldbes 17} Bilaee! hyvpopisiz
artery branchs Bilgteral ivpoplzsia | beotidn-polmonary
b4} r::.{ fasis
o
Diphrasmaticdeiact | Bilasnal (oyanirtion) Bilaeral Untaena| (hemia) Unilaeral Unfasral (mvensd) No(XD) Bilaenl Unilarera]
{sysniration) {sysaration) I{w {haseix)
Cardiac malibreation o Pulsonan: amen o Pulmonan: anen: Modsras Sings ventvicls O prisuas ASD, No
ApsnEn AFeEi dilaeaion ol right bypopiages [ gk vanti e
venirionlar saptal venriclar gantal atriam. clossd atriem, hvpertosty (17}
dafct defact kT enliped pulimenpny
dns trunk
Facial Dimmorphis  Shortpelpsbesl fasares,  Shoripalnebal noldommenied noldomeniad ot Promireninose. Shoripaipstbeal Basuess,
e shart nose. retmzathis fissurs, dommenisd shart upperlin, Prosinest noss with
= largz e lonz il largs e L Elaais
— azrs, cleft palate Lowrsat
T ez {10)
o Orrer Duodsnal ggangs. | Duodenal geanss - - Rensldyplziz | Hipoplasis Splan Lt maloatadon of
— hypopias panoreaic || pobcobad snlean 2nd uens (4 By s lat e
- SiraCErey apenmn of
- panIrEM,
Growth retardation + | £ F 3 ¥ + —Ei £y F
Priybionnios + - - - + - AT -
Kanonps norzal norzsl norms! norma! acrmal forzal ﬂﬂmu! norzsl
=2
Cogeaminay wes e no 7o a0 no m{ld) 0o
3sbs Tads




Matthew-Wood Syndrome |s Caused by Truncating Mutations
in the Retinol-Binding Protein Receptor Gene STRA6
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Mutations in STR46 cause a broad spectrum of malformations including anophthalmia,

congenital heart defects, diaphragmatic hernia, alveolar capillary dysplasia, lung

hypoplasia and mental retardation

Running title: STRA6 mutations in human malformations
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Mere 1G 33ans

ETG :

* hydramnios

*“mucrophtalmie
* corps calleux au 10°p
* CIA

* remns: mauvaise diff cortico-medullaire
* megavessie

caryotype : normal

— MG a 35,65A













Agénésie des branches AP




™

T

Reins hypoplasiques avee dilatations pycliques
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Microphtalmie bilat.
avec dysplasie rétinienne




Dg : Syndrome de Matthew-Wood
STRA6, RARB negatives. ..




Dg : Syndrome de Matthew-Wood
STRA6, RARB negatives

*Mutations HZ dans un nouveau gene

*Souris KO :anomalies du développement pulmonaire sévére
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