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TNTRODUCTION

clitricdly Escnblcd d$ny 1l \yndrcme bur had
mmal chodolorcs, ,nd hrve pnpo$d the rem
prrld,rts,.r /J qirDn€. s ome 3urho6' pd ronh
r clinicd dilgiosic cderia or holoproseiccphaly

other rudo6li showed 6ar noi$.r hdldp,tci.e.
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CLINTCAL REPORT
'n s 1.960 grh,40 w.ek se$arion, Tha

nsle inhnr {6dclivcnd $ 3 vi.blensndewnh

pE0dauy,hcrc.civediorcsu$traroi. l1lcnorhd
v6 35 ycds old. snqda 4, pea 2, lid ,bon'oi L
She had 3n Mevenirul airsn&l.omc aid prcsded
viihlaboipailTtreult,$mgiahy,!€r|omedm

wrhcephnlj!,ndidrioqin.nom.lies ftehndr35

wirhod polydacryly. probo$is aid rro.vssercd
umbili.sl cod sugse$ive or tidmy 13 syidmme.
Tnc lrbor progres.d and rho csrcai s.dotr h.d ro

rh. baby *e,sh€d L960 gims (< 2sD) and nqsurud
37.5 cm (< zSD) Head cncumf.rence and ch$t
cncumrerencc Mr 3l.s (< zsD) and 27 cm (< 2sDI

Tnc auropsy showed microlcohrry (bmn
v.ighr ?4.5 slrm), holopmencephlly or,lobr ryp.

lor ser Baltolmcd clB *irh right mrroria,

resrjdurf risue, nnrcpenn. cryphrcrr idnd Mekcl\
divdicdm, atrd sinsle umbjlical andy

DTSCUSSION
Apptueidy, rhe clinical phenolyrd, whi.h

t i somy13mo$ l i ke l y '

leadi'g to rhe di4@sk oI an surosomil ]w$ryc
syndrone, "P'.ulo?i'," rr qrdnn'" (so cnrtd
''holoproseic.pn,ry'polydmryly ) (HsP). P$udo.

genetic ediry chmcteriz.d by holoporrrcphlry,

deteG . sore erhoBr h av? suggod.d rhlr rhc tn
psudotrisomy rr be rcrrntd b karyorypicilly

d,liries rc holoptu$i.aphely ad polydmiyry] oi

[. a) a comhhdu dr h.]oproscnc-
ph.ly and poilriar oolydldyly $nh or *irhod

b) s conbinariotr or holoprosence

c) a.ombimrion of ponarill rcry
dadyly, bmm dcrLc! (mi.ro.cDh,1y, hyd m.ephaly,
aid a8snsn ordem.lllosur) and orhe. chde

L i normal kryo(ypc ir d lcN oi.

oie alledcd sib if rhl orhd sibs hrvc no abnonml'
ries mdtudi.riig rhc diagiosis.

wi.h horoprercnsqhlly, ncdbi cbn Lp,.€rdiac atrd

scnngL liomlics, ionnsl upper limbs, ald a 46.xx

syndrome, Jlh.usI gcieric hd(osenejry codd nor

syidmmc oi rhe orh.r hand. ManinerFris d el. '

or ca$s vas dlll l imibd, cpid.miolocic.l dara did
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F3!zr4.t Eni4 iDrdior md sp

Dot sem to cle&lr sugge$ an aurosnal don'nant
modc oritrhedhe. Addilionil Ew.es e n.!n€n
to tudhd delineit rhe 3yidronr md nsolvc rhe
pmblfl ofvdiabl. erprc$ion vdN sNal het rc'

deErDin&tion ror subsequenr pr.gnricy. II !h.
dirsnGis or hnomy l3 is esrblish€!, then .dplE3

Iffidan l%. H()9ffi, ilriediasnGis of peudoui.
sony 13 G 1i*.1y, the rccufti.c ftk in f!.ure
p€g'my*jllb.aI'jgiax%'Tl's6r6dig

2 ' H . w i t B c , s e l d M J , B f l d c P ' M a w c l l D M .

sna:pdd6$nyu'cliicddl939i36:141.

Frydr'ylt (gr!6tuny tr)5yntue qpdq
oid.pbio|'lb$dnflAnJMdfulDcai.n

rn concrusion, rhh h an cxrmplc of a

lyndrome*hEhsign'fiesftevajueo'.yl4cnclic
sody od sdoric .ouffelins due to rh. incrca.d

ppgnrncy itr comperison wirh rhe risomy tl
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