
Elm pattern was normal0 Them is; some SvLdence, that the ES3 pttwn 3.n this 



elsrtakn B future. 

lillmlpla 29 The uncls of a chtid wPth Mfantile enaurotlc fdftocy asks what 

fs the Ihkellhood tPat his newborn son will dmelop qr transmit the di.sease. 

Thfa Pa a typ%x~l recess~vts condftion, with a carrier frequency of 25 OF 

leas. Sfncs the probablltty is l/2 th& the uncle Is a carrier. the p~~ba- 

bilitg that h&s sun will. develop the dfaeese 2% not IROTB tbn h/2> t.02) 

(a/4) " .,0025, and th@ pz&abKtfty for an affected grandchfld not more than 

h3.f of thfs, OF .&X.25o 

3. A pbsfcian smote to the Dqxrtmenb, of Medical Genatfcs et the 

Unfvesafty of Fjfacensfn about the ZoUowSng problem0 A patient has a ohfld 

w%th masked @xxi b%ffda, menfngomyeloeele, and hydrocophalus. The mother 

belfeved that sp%na bifida had aLso occurred in both her relatives and her 

husbandars, but the exact relatfonshipo and the numbers of normaP eh%ldren 

were not gkvren. Ths pax~nts =a& to have more chbldren !Lf there ia a 

reasonable chance that thy wi31 be normal. The genetics of apfna b9.fida fs 

quite confused, with a eontixxuous gradatfon from severe to occult ctlsez~~ 

wh%ch are often not dLagnosad* Several studies agree that the H.sk of a 

second child with spimm bfl"fda is about 3s foi? each subsequent chUd, but 

the rtsk is probably gi%ater 3.n some fandlfes and less j;R othera. Spfna 

bffida %S often axmpnfad by &heir &normaltt%es, but the rfsk of repetftfon 

of severe malformtion seems to be no greater in such cases9 It 2s imposs%bls 

to evaluate the ssketchy famfly history. The final impressfon la that, if the 

parents tpgr agabra, the odds are in favor of R normal chtld. 



l 

c , I- 

firs%  COUSfslSa bm thee large-scale studfes, it appears that the rdsk of 

thfs condition in subsequent children fs about 5% whether or not the 

parents are relattad. This would be the m oat appropriate figure to g%ve ths 

parents, but ft 3.s of course possible that this Xa a rare instance of re- 

cess%ve cleft palate, and the ri8k fs 25%  

m  go The patfent has bilat era1 ret%noblaatom a, and both eyes have bean 

enucleated, Bo cannot adopt a cktfld, bcaum  the adoption agency does not 

consider a blind person a suitable adoptfve parent. Bst%matea of the pr+ 

portion of retlnoblaa~a that are due tc a dom inant gene, range from  lOO$ 

to 2J$, the rem aknder betig nonheritable phenccop3es. m e patient's aIz~~ce 

of producfng a chU.d with r&inoblastom a 1~ either 50%  OP O. Should he 

have n ch%ld? 

&  A  French Canadian couple bad four children, of whom  three d-fed 

in fnfaney from  congenItal heart disease. The m other tried unsuccessfully 

to abort her last children, and 1s depressed and hostile, especfally to . 

her haband0 It fa unusual to have three casea of congenital heart disease 

in one sfbship, but such fnatances occur com m only in M arfan*a syndrone, a 

disease due to a dom inant gene with variable expression. Thts was definitely 

ruled out in the m other, and pr&ably fn the father. The attending physictin 

felt that the m other required poychkatrfc treatm ent and that aerfous cons80 

qnences m ight result efther from  repetition of the d&ease, If she were 

encouraged by a favorable prognosis to have m ore chfldren, or from  antagonism  

to the husband, if &a were discouraged from  having children by the risk of 

dobnant %nherftance. 



l&p&D& 20 Al2 engeged ccuplo, whc$ hsppeiid to bE3 fkrsL C0?13all$?, em?~$bk?d 

a phyakcfen nbwt ths risks lnvol.ved In consangulnsous marriageO on Zha 

bask of several studies, they were told that the chances of Infant death 

and congsnltal malforraatlon were approximately doubled 9n first cousin 

ma-go, but that the odds were still. In favor of normal children. Result: 

the prospective husband conoluded that the risks ware too great, whfle the 

prospective wlfe dec4ded that they were not. Has the counseling done correctly? 

&mJ& & The patient was born r&h a bilateral. cleft Up and pabate, which 

was not repaired unt3.1 maturity because of parental neglect* The pat3.entes 

marriage Is unsuccessful, and his wife la hostile and agress%ve, The& first 

child haa a defect like MS father'so The couple came to e phyaM,an with 

the convfction that a3.l subsequent chtldren w2.l.l be affected. They are told 

on the basis of DRnSah studies that the r%sk for aubaequent chflldratn, given 

an affected *parent and sib, is only about l5h They are not pleased with 

this agood newa", since they had decfded not to have mom children anpay, 

and decide that tha physiekan*s advice Its unreUabZLeO. lf you were the 

physictin how would you have handled this? 
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