
TWËNTY-THTR& EURTPEAN ÂÂËËTTN6

ON DYsÂ4ORPHCLSGY

é 7 SEPTEÂfTBËR ?T1A
LE BT5CF{ENBERG



23rd EUROPEAN MIEETTN6 oN DYSMORPHOLOGY

6Æ:NËRAL pR @@RAM

wEDxtEsDny b'h sEptErrlBEp

5 p.rn.to 7.30 p.m.

7.30 p.m. to 8.30 p.m.

tHURsDay 6'h sEptEMBEB

8.25 a.m.

8.30 o.m. to 1.00 p.m.

2.30 p.m. to 6.00 p.m.

9.00 p.m. to 1.1.00 p.m.

Fptuny 7'h sEptEMBep

9.00 o.m. to 1.00 p.m.

2.30 p.m. to 6.00 p.m.

s4tuBony 8,h sEptEMBEB

Breokfost - Deporture

8.30 p.m. Dinner

1.00 p.m. Lunch

7.30 p.m. Dinner

1.00 p.m. Lunch

7.30 p.m. Dinner

Re9 istrotion
Welcome reception

Opening address
Frrst session

First session

Unknown

First ond second sessions

Third session



s6rËNrrrr6 pR @@RAM
Note: This progrqm is ientative ond moy be modif ied

THURSDAy 6th srprrtu\BEB

Opening oddress: FRYNS J.P.

FIRST SESSIONt MCA/îD
Choir: STOLL C.

F, PETTT, B. DEMEER, J. ANDRIEUX , L.M. COLLET, H. COPTN , F, ESCANDE, S.
MANOUVRTER.HANU AND M. MATHTEU-DRAMARD
Split hond/foot molformotion with long bone deficiency ond BHLHAS duplicotion : two new
reports ond exponsion of the phenotype to rodiol ogenesis.

C. SÏOLL, B. DOTT. Y. ALEMBIK AND M-P. ROTH
Associoied molformotiorls qtnong infqnts with rodiol ray deficiency.

r.C. CTESCHTK, C. VOI6T, Y. ALANAY. B. ALBRECHT, D. FITZPATRTCK, A.J. HOOGÊBOOM,
H, KAY5ERILT, A. AVCT, O.5. K]PER, A. KUECHLER, M. MART]N, S. RAHMANN, M. 5PLTTT,
B. WOLLNIK, M. ZE5CHNTGK, H.-J. LÙDECKE AND D. WTECZOREK
Clinicol ond molecular doto in ten poTienTs with Noger syndrome.

Y. CAPRT, D. 6RA5, C. B,4UMANN, E. BOURRAT, s. DORGERET, D MARTTNELL, O.
BOËSPFLUo-TANGUY AND A. VERLOES
Arteriol torïuosify ond cerebrol colcif icqtions in de Borsy syndrome.

B. ALBRECHT, A. DELLA MARTNA,6. UYANTK, B. ZIRN AND W. DOBYNS
A mutotion in PIK3CA gene couses o megolencepholy syndrome in o potient with feqtures of
the megalencep ho ly-cop i I lory mo lf ormoii on synd ro me.

K. DEVRTENDT. 6. NAUI.AERS, E. LE6IUS. J.P. FRYNS, J. BRECKPOT. J. VERMEE SCH, G.
HEN5 AND M. RAYYAN

Chromosome 22qII.2 microdeletion : conf irmqf ion of the MNl-gene os o condidq te gene f or
cleft polote.

N. DI DONATO, E. SCHROCK,6.GILLE5SEN-KAESBACH, M,A. DEARDORFF AND F.J,
KAISER
Atypicol Cornelio de Longe syndrome due To HDACB mutoTions, o new type of cohesinopofhy.

N. DIKOW, M. KREI55-NACHT5HETM. H.6A5PAR,B. MAA', A. trAUCH, K. HTNDERHOFER,
H. JANS5ËN, H. EN6EL5 AND U. MAOG
The phenotypic specfrum of 5q35.3 microduplicotion encompossing NSDl: fwo fomiliql cases
with the reversed Sotos syndrome phenoType.

08.25

08.30-11.00

08.30

08.45

09.00

09.15

09.30

09.45

10.00

10.15



10.30

10.45

11.00-11.30

11,30-12.30

11.30

|t.45

12.00

t2,15

14.30-16.00

14.30

t4,45

15.00

H.E. VEEN5TRA-KNOL, L,K. LEE6TE, D.A. s]VAL, T.J. WIER5MA, H.Y KROES AND C.M.A.
VAN RAVEN5WAATJ
The ccrmbinotion of Sotos-like syndrome ond episodic drop oTtocks due to q 1.4 Mb delelion of
L9pL3.?p1.3.1.3 including the NFIX gene ond CACNALA gene.

D. SCI.{ANZE, D. NEUBAUER, V. CORMIER-DAIRE, R.C. HENNEKAM, M.A. DELRUE. T.
HASEGAWA, R. KOENI6,6. KRUE6ER, F. PETTT,I. SCHANZE, E, SEEMANQVA,T.M.
SÏROM, P. MEINECKE, A. REI5 AND M. ZENKER
A recurrent ALU repeat-medioted deleTion within the NFIX gene occounts for o missing port
in Mqrsholl-Smith syndrome.

Coffee Break

First SESSION (Continued)
Chair', LACOMBE D. - MIDRO A.

C A. KL/ECHLER K. KONRAD, D. W]ECZOREK. M. TARTAGLTA AND M. ZENKER
Noonon-like syndrome wiTh loose onogen hqir is coused by differenT mutqtions 

,in 
SHOCZ.

v . LÔPEI.GzNzALEZ, J.A. PINERo-FERNI NDE z, M.J, BA LLEs TA-MARTINEZ AND E.
6UTLLÉN-NAVARRo
Fomiliol osteopothio striotq with croniol sclerosis due to on Xq11.1 delefion.

A. MÉoARBAtrtÉ. n. pANoRAzro , A.vrLLA,E. cHouERy, J. MAARAWT , s. IABBAGH, G.
LEFRANC AND C. SO}ACCHI
Identificotion of o stop mutotion in ïhe SNX1O gene in on froqi fomily with osteopetrosis ond
corpus col losum hypoplosio.

T.M. NËUHANN, F. BAUMEISTER, J, KOHLHA5E,5. gAL6,E. HOLINSK]-FEDER. A.
ABICHT AND B. ERTL-WAoNER
COL4A| mutqtions in poiients with osymmetric ayrotion anomolies ond cerebrol molformotions.

AFTERNOON

First 5ËS5ION (Continued)
Choin 6ARAVELLI L. - PEREZ-AyTES A.

M. NIEL5EN, C.L. VERMONT, E. ATEN , C.A,L. RUTVENKAMP. F. VAN HERREWEGEN, 6.W.8
5ANÏEN AND M.H., BREUN]N6
Deletion of lhe 3q26 region including the EVI1 qnd MD51 genesino neonqte with congeniîcl
thrombocytopenio ond subsequent oplostic onaemio.

D. LACOMBE, MA DELRUE ,H. CAVÉ, A. VERLOE5. M. SALAVERT. C. FRANCANNET. q.
FERGELOT AND B. ARVETLER
A new RASopothy.

I. 5CHANZE, M. HARAKALOVA, E. CUPPEN AND M. ZENKER
IntellecTuol disobility qnd mocrocepholy in two half-brothers coused by o novel mutotion in
BRWD3.

Y. CA5PER5, D.A 5CHOTT, W.J.M. GERVER, C. RUsU. K. DEVRIENDT AND C.T.R.M.
sCHRANDER-STUMPEL
Growth in individuols with Kobuki Syndrome.

15.15



15.30

15.45

16.00-16.30

16,30-18.00

16.30

16.45

L7.OOl

17.t5

17.30

t7.45

A. MTDRO, P. ]WANOW5KI, B. PANASIUK,6. VAN BU66ENHOUT, M. MURDOLO , R.

5MIGÏEL .J. PILCH. E. BOCIAN. M. 545TADEK, ,J.-P, FRYN5 AND M. ZOLLINO
Quontitotive syndrome def inilion for tronslocotion forms of monosomy 4pL6.I-pIer logether
with trisomy 8p23.1-pter"

K. STEINDL. P. JOSET, A. BAUMER, B. ONEDA AND A. RAUCH
Premqture craniosynostosis in primordiol dworf isrn; A diognostic chollenge.

Coffee Break

FIRST SESSION (Continued)
Choir: SCHRANDER-STUMPEL C.- KOHLHASE J.

Y. 5ZNAJËR.5. JORTOT, C. BANDELIER, J. ANDRTEUX, O. BOUTÉ AND M. VTKKULA
De novo tondem intarsfitiol t9q13.2 microduplicotion in Two unreloted children with
mocrocepholy. menTol retordotion, distincT foce. Review of literoture bef ore ond at the tirne
of SNP-orroy technology.

A.TZSCHACH. C. DUFKE, C, BAUER, M. KEHRER, U.6RA55I.1OFF, A. RTESS, M. sTURM, C.
5CHRÔDER, A. DUFKE, O. R]EsS AND P. BAUER
X-exome onolysis detects mutotions in syndromic and non-syndromic forms of X-linked
intellectuql disobi lity.

J.J. VAN DEN ENDE, N. VAN DER AA AND T. BOIY
The voriqble spectrum of smod4 rnutotions.

L VAN MALDERGEM, J PTARD, J JAEKEN AND U KORNAK
Congenilal cuiis loxq: on updoted differential diognosis.

A. VERLOES, O.A. ABDUL-RAHMAN. J. ALLAN5ON, J.F. ATKIN, M. BARATTSER, H.
BRUNNER, N. CHAS5ATNG, K. DEVRIENDT. V. DROUIN, A. FRY, J.P, FRYNS, F.GTULIANO,
K.W.6RTPP, D. LACOMBE, A. LIN,6. MANCINI, M. MARBLË, M. NEZARATT, M.
NOWACZYK, S. O5IMANT, M. RO55T. C. RUsU, Y 5ZNAJER, C. VAN RAVENSWAAAIJ. J.
MALTAH, J.B. RTVTÈRE, B,W.M. VAN BON, A. HOTSCHEN, W. DOBYNS AND D. PTLZ
Boroitser-Winter syndrome: delineoti on of the phenotypic spactnum in o lorge series of
moleculorly def ined coses.

C. ZWEIER. D. WOLFF.5. ENDELË, S. AZZARELLO-BURRI, J. HOYER, M. ZWETER, T.
5CHANZE, B. 5CHMTTT, A.P.AUCH AND A. REI5
Three potients with Nicoloides-Boroitser syndrome cqused by in frome deletion ond missense
rnutotions of the c-terminol helicose domoin of SMARCA2.

21.00-23.00 UNKNOWN
Choir; I=RYNS J.P



09.00,11.00

09.00

09.15

09.30

09.45

10.00

10.15

10.30

t0.45

11.00-11.30

11.30-12.30

11.30

|t.45

FR,TDAY 7ih SEPTEMBER

FIRSl" 5E55ION (ConTi nued)
Choir: ALBRECHT B. - VERLOES A.

E.K. BIJL5MA, S.K. KANT, M. VAN BELZEN, A.C.J.6IJ5BËR5. D. LU6TENBER6, B. VAN
BON AND C.A.L. RUIVENKAMP

Smqll deletions detected by SNP array'. genes do (not) tell more.

N. VAI'I DER AA. C. HELSMOORTEL. D. KOOLEN, L.RAyMOND AND F. KOOy
Diognosing known ond unknown MCA/ID syndromes by exome sequencing.

L.6ARAVELLT, A.WI5CHMETJER,5. ROSATO, C.6ELMINI,5. TORELLI, R. PICCIAT] AND
M. TAIITAGLIA
Myhre syndromel description of o cose due to o mutation in the SMAD4 gene ond evolution of
The phenotype over fime.

A. LUMAKA. P. LUKUSA, H. PEETERS AND K. DEVR]ENDT
A genetic-etiologicol study of inTellectuol disobility in the DemocroTic Republic of Congo.
Inifiol resulis.

A, BOTTANI
Not "Ten Yeors After". buT f ifTeen: would you still recognize now Ihe (in the meontirne
proven) syndrome which wqs suspected ond presented qt this wveetingin t9g7 ?

H. PEETERS, V. DE WOLF, S. DE RUBMS, C, BAGNI AND K. DEVRIENDT
The deletion t5qlt.Z qnd intellecTuol disobility / outism.

E. COTTEREAU, M.-A. PAPON, 5. MAROU]LLAT,C. ANTAR, J. CHELLY, H. VAN BOKHOVEN,
H. VAN ESCH, M. RAYNAUD, H.-H. ROPER5, C, ANDRES, F. LAUMONN]ER AND A,
TOUTATN
Report of a fomily affected wiTh outism ond non syndromic intellecTuol disobility coused by o
mutoiicrn in PTCHD1, on X-linked gene coding for o tronsmembrane proTein expressed in
postsynoptic dendritic spines.

C. FAU'TH, B. KRABICHLER. D. KARALL, F. ROTTENSTEINER, A. HTRST-5TADLMANN AND
T,ZSCHOCRE
De novo microdeletion 2p1,4-pt5 involving the MEISi gene in o boy with developmentol deloy.
fociol dysmorphisms, sensorineurol heoring loss ond inner eor dysplosio.

Coffee Break

SECOND sEssION: FETAL PATHOLOGy
Choir: THAM E. - BIJLSMA E.

6. GRIGELIONIENE, 5.6ETBER6ER, A. NORDGREN AND P CONNER
Feiol cose; twins with ochondrogenesis type Io,

J. KOHLHASE. K. SCHONER, W. BOROZDTN. A.M. MULLËR, T. 5CHRAMM. M. PLAssMANN,
P. W]EACKER AND H. REHDER

Hydrocepholy, collosol defecl ond clefT lip/ polote representingfrequent ossociotions in
fetuses wiTh Peters'plus syndrome ond B364LTL mutotions.

P. MARTN RE]NA, F. MARTTNEZ,E. SEGOVTA AND A. PERËZ-AYTEs12.40



t?.$

14.30-16.00

14.30

14.45

14.45

15.00

t5J5

15.30

t5.45

16.00-16.30

16.30-18.00

16.30

t6.45

17.00

17.15

Poternal uniparentol disomy 14r on entiiy to include in ompholocele differentiol diognosis.

P. RUMP, J.B. VERHETJ AND T. DIJKHUIZEN
Moternol and poternol uniporentol disomy of chromosome 14.

AFTERNOON

SECOND SESSION (Continued)
Chqin RAUCH A. - MEGARBANÉ A.

M. GONZALES, A. LAQUERRIERE, y.SAILLOUR, N. JOyE, C. QUELIN, L. BIDAT, M.
DOMMER6UE5,5. VULLAUMIER-BARROT, J. CHFLLY, F.ENCIJA.RAZA\Æ AND K. POIRIER
Eorly fetol qkinesiol on unusuol presentotion of iubulinopothy.

THTRD SESSTON: CARDIAC SHUNTS MALFORMATTONS

J. BRECKPOT; B. THIENPONT;M. BAUTERS; L.-C. TRANCHEVENT;M.6EWILLI6; K.

ALLEGAERT; J.R. VERMEESCH; Y. MOREAU AND K. DEVRTENDT
Congenitol hearf defects in o novel recurrent 22qll.2 deletion hcrboring the genes CRKL ond
MAPK1.

C. EVERS. J. MORGENTHALER, J.W.6. JANSSEN. A, JAUCH, B. MAA5. K. HINDERHOFER
AND U. MOOG
Male with mosqicism for a supernuherûry derivotive X chromosome locking the Xist gene and
phenotypic feotures of crqniofrontonosql syndrome.

M, ISRIE, B. SUYs, M. DOCKX AND H. VAN E5CH
Feeding difficulties, heart defect ond chorocTeristic focial feotures os port of the L6pLI.Z-
12.2 mi cradeletion syndrome.

K. KEYMOLEN AND A. VAN DEN BOGAERT
West syndrorne in holf-sibs: o microdeletion exploins it oll 11

K. HOFMANN, M. ZWETER, H. ST]CHT, C. ZWETER, W. WTTTMANN. J. HOYER, S. UEBE. A.
VAN HAER]N6EN. C. THIEL, A.B. EKICT, A. REIS AND A. RAUCH
Biollelic SEMA3A defects couse o novel type of syndrornic short stoture.

Coffee Break

THIRD SESSION (Continued) ond UNKNOWN (Continued)
Choir: FRYNS J.P.

C. OTTE, B. ONEDA, A. KLEIN AND A. RAUCH
Clinicol voriobility in porïial Jacobsen Syndromel neport of o sporodic cose ond three affecied
fonrily members.

E.sMEETs AND J.P. FRIJN5
An unknown cose: Dysrmorphy, 5keletol onomoly, Eye onomolies, DexTrocordio Asd II. Dentol
onotnolies. Hypotonia/hypermobi I ity, Normol i nte I I i gence.

E. THAM AND 6.6RIGELTONIENE
Unknown diognosis.

5. BULK. E.H. BRIL5TRA, H. VAN WIERINGEN AND T.6.W. LETTEBOER
Unknown syndrome in two sibs ond their rnother.
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