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INTRODUCTION:

Withthis conventionand our ongoingeffortsat researchand education,we hope to improve clinicaland
scientificawarenes®f this syndrome,improvethe accuracyof diagnosisand apply currentrapidly
expandinggeneticknowledgeto understandinghe developmentand treatmeniof thisrarebut
increasinglyecognizedand somewhatdisablingsyndrome.

We arepleasedyou arejoining usthis year.We havemany familes atending! We hope your joumeywill be
inspiraionaland yourmemorieswill lasta lifetime. Mayyou leaveour convenion with the comfort of knowving
thatyou are not alore. We areall part of this @xtended familyCand we all supp ort eachother. Maythe next
two yearspassby quickly. . . until we canmeet againin 2010.

BACKGROUND

The Robinow Syndrome Foundation and its Biennial Convention

TheRobinowSyndromeFoundatiorwas establishedin the early1990€by the parentsof a child with
the diagnosisof Recessiv&Robinow Syndrome.Thegroup became a non-profit organizationin 2002. The
FoundatiorgOnaingoalis to provide educationand support to patientsand their families,primarilythrough
biennial conventions and their websitthe Robinow Syndrome Foundation has planned "conventions" every
otheryearwhere familiescan meet, socializeand shareusefulinformationand experiencesOverthe lastsev
eralyearsthere hasbeen increasingparticipation from researchersind medical professionalsPriorOgather
ings/conventionsO have been held in Findly (1992), Ticson, AZ (1993), Mt. Lemmon, AZ (1994), Andgver
MN (1993,1995,1997,2002,2008), Tucson,AZ (1996), Lee€Summit,MO (1999), ShellKknob, MO (2000),
Hurley NY (2004),and DaytonOhio (2006).

TO OUR NEW FAMILIES: 2008is alreadyprovingto be yet anotherspectaculatyear- all of us togetherare
creatinglife-long memoriesof our ORobinovlamilyO We hope you continueto remainin contactwith us
and returnfor years& yearsto come.

TO OUR RETURN FAMILIES: Thankyou for being a part of this foundation. We wouldnObe . . . if it werenOt
for you.

TO ALL OF US: Wearegratefulto be THE FOUNDATION:
Toshare Tolearn Toteach Tocelebrateour existence!



Forthe 2008 meeting,we will maintainunstructuredime for the familiesto meetand shareexperiences
and socializebefore and afterthe scientificsessionsThescientificportion of the meetingwill be expandedto
include a minimumof 4-6 scientificspeakersvith topics of interestto healthcargrofessionalsand researchers
aswell aspatientsand families,and at leastfour clinical speakerson topics rangingfrom the diagnosisof
RobinowSyndrometo oro-dentalcare,orthopedic care,gynecologiccareand the psychosociaissuesassoci
ated with geneticconditionsin generaland Robinow Syndromein particular In addition to patients,families,
and healthcareprofessionalsand researcherslreadyinterestedin Robinow Syndrome we hope to attracta
smallscientificaudienceof postdoctoral fellows and facultyfrom the MinnCRed®Programat the Universityof
Minnesota(MinnesotaCraniofaciaResearctirainingProgram)the CraniofacialClinic at the Universityof
Minnesotathe Mayo Clinic,geneticsand geneticcounselingprofessionaldrom local and regionalprograms,
and developmental biologists interested in craniofacial, genital and skeletal development. In addition te the s
entific sessionswe will haveseveralresearchergresentto enroll patientswho desireto participatein IRB
approved studies of the clinical features, genetic etiolaggntal evaluation, growth hormone and cardiac eval
uationof RobinowSyndromepatients.Thepresenceof so manypatientsand familieswith this singlediagno
sisin one place representsa unique clinicaland scientificopportunity.

Costsfor the scientificsessionsand researchportions of the meetingwill be borne by the sponsoring
institutions not by the families.The Robinow Syndrome Foundation will provide fundingfor socialactivities,
travelawardsand hotel subsidiesfor attendeesasthe budget and other fundraisersllow.

CLINICAIREVIEW/SUMMAR3Yubmitted by U of MN)

In 1969,MeinhardRobinowand colleaguesdescribed a humansyndromecharacterizedoy
shortstature,mesomeliclimb shorteninghypertolerismmandibularhypoplasia,irregulardental
alignment and hypoplastic external genitalBased on the initial pedigree, Robinow syndrome as
recognized as an autosomaldominantinherited syndrome[MIM 180700}with high penetrance
Over 100 patientswith Robinowsyndromehavesincebeen identified in familieswith both auto-
somaldominantand autosomatecessivanheritancepatterns.

Theautosomarecessivdorm of RobinowSyndrome/MIM 268310]which is characterized
by more severeskeletalyertebraland craniofaciabbnormalities,® is often causedby loss-of-fune
tion mutations in the gene encoding the tyrosine kinase-like orphan re¢dR@RZ. RecentlyRor2
hasbeen identified asa putativereceptor for Wnt5a6. Wnt5aand Ror2are expressedin adjacent
and partiallyoverlappingdomainsduring mouseembryogenesisand Wnt5acan directly bind to
the extracelluladomain of Ror27, In addition, Wnt5a-/-and ROR1/2-/mice havesimilarpheno-
types which are suggestive of many findings seen in patients with Robinow Syn#to@er work
in autosomadominantRobinowSyndromesuggestshatdecreasedWNT5Aactivitymaybe assoe
ciated with dominant Robinow Syndromein a subsetof patients.To date, however a role for
WNT5A/RORggnalingn humandiseasehasnot been identified. Thegoal of our ongoingwork is
to explorethe role of the Wnt5a/ROR&gnalingpathwayin humandevelopmentand disease.

CONFERENCENUEAND CHILDCARE

The 2008 Fobinow Syndrome Foundation Conwention will be held at the Minnegolis Airport Marrott
in Bloomngton, Minnesota. The Marrott is within 5 miles of the Minneapolis-S. Paul Intemational Airport and
adjecent to the Mal of America. The hotel offers free shuttlesto and from the airport and mal for all guess.
The confererce facilities include one large conferenceroom for lecturesand two smadler roomsfor resaich
projects or individual consultations. Caering and redaurarts are ondte and are excellent. Therooms appear
comfortable and there are adequate common areas including a large pool and deck for socialization and
impromptu meetings Other ameritiesinclude wireless internetand smaller roomsadjacentto the confererce
roomsfor activities for todd lers school age children and adolescentswho arepatients or sblingsof patients,
and do not want to attend the sessions Sipervision and age-appropriae activities will be arangd by the
conference organizers



INCLUSIONOF WOMENAND MINORITIESPERSONSVITHDISABILITIES

Theorganizershavemade a concerted effort to achieverepresentatiorof women, racialand ethnic

minorities,personswith disabilitiesand otherindividualswho areunderrepresentedin sciencein our speak

ers and audience. The conference facilities and organizers are prepared to meet the needs of conference at
deeswith disabilities.Theregistratiorform will include a questionthatwill allow registrant$o identify these
needsand begin planning.

SUMMARY

The 2008 The Robinow Syndrome Foundation Convention will bringtogether patients, cliniciansand researchers
to learnabout the clinicaldiagnosis pathophysiologyand geneticcausesof RobinowSyndrome . Theinforma
tion sharedat this conferencewill improve the healthand well being of patientswith RobinowSyndrome will
augmentthe clinical knowledge of their care providers, and will stimulateresearchon the role of a novel
WNT5A-RORsgnalingpathwayin humandevelopmentand disease.
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