
AANP Slide Session 1977
'vt . -1:, 

'~, , .. ~~'r 

• 
J 

CAS~,'8 

SUl>ndf:t~,,'~Y:' .\~~webb~l~t~M.D. 'aridPaf:ri~ia A~ 
,~~aer .X'sland ,J1OSp$. ta:¥:~; 1, .. 

',',,'P1:9V'id_q~.~ode Island ' Ot90l 
~';-\'\'.~;.":".<-.~'.;',." . "' . , . 

.. .. ·~;uiG~~~r~::wa~t~dfla;1~f¥~~a~.~::=·· .~ 
, '" 'after',~'~8~,.,~~k~~'::~1;.~on.>~d . normaldelivery~ .~irth' weight was ~ , 

'6 .. 1bt!l'~<·.7. •.. 0:Z'.;,:\.···'1fhi!!'.~tl~~?.a$·:~.11..,.and •. eyea 7~crophthalmie. He was, , 
otherwi$e,~tlandd~$charqedonthetlJirdhqs,pital day. ~~~ . 
1\te1gbt!~~k~~'li;';'~as"~1J~~1taiized ~or tJTr. -~eCl~ci,~curnference . ~ 
was~7.S¢~~;We-ight;'as~ Ihs. 12 oz. ( 3r~.%).Eyeswere 

" '$1,1l1keri "witli~a~qen9n;;"r~act.iye pupils. Eye movements were conjugate 
'b\!t:there'wasnq t~actionttithreat. Retinal degeneration with 
1ltat!l1lar'CP~~~::were-d:escribed. Skull x-rays, .!.P, CMV, Rubella 
andtoxoplasm(jsistiterswere all normal. ,Chromosomal studies 
showe¢l~nlar~e~shorta~ on some of the nehromoaomes. 
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C;., Atl.ltll()lJtl1s, h~)~~'h~spitalizedforsevere~ight.lOSS attributed 
tov()%rli1:;1,~l'tq,~and d;l.a1,:;rllea recognized from 7 months of age. He 
~eil:jb~d'1'2:l,:bs.;: .4 !Oz ... arid was hypotonic, lackinq. head control but 
respon.sivet.o$otlrta$. . Spontaneous limb movements were full and 
t.~ndon re.f.le~e'$~nd!$Emsation were preserved.EEGwas slow and 
irre9'ular.:"suppre$'si~of alpha waves with . the eyes op~n implied 

., some.p.r. e. s. e. rv.~.t,!V.i.S .. i.<?n:.· ........ pne. ·.urn .. oen.cePhalogram .. Sh .. owedc. e.rebral atrophy 
(or hypQP1a,sia},witho'Qtcaleifications •. Stools were negative for 

"'fat,bloOcilandpatho9.en$,BllN" blood sugar, T4, electrolytes, Ca, 
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P, .ALKP andswt!a~eb19ride,~ere all normal,..Proteins were 4. 4Gm. %, 
Alb •. 3,~3(';m.'%. ' .. !~()globutins and lipoprotein electrophoresis were 
nOrinil1 .. ,'~ylqse>aJ)sotPt:i.:c>n was>less than 1%.. .t,;I ser~es and barium 
enema shqwedsl:()wtranslttimeand<dilatationofsmall bowel loops. 
Hype.ralitr,tentat.ion' fail:,~4'to\produee consistent "eight gain and rein­
troductiQ,tl:9~. C?x:a1. feed;t;J!l9i!iJf'esultedin sevel'e diarrhea. 

He remairied!awak~, ~lert andsociahl~ but never 'gained useful move­
ments , .. headoont:r:ol or speech. NC) foc·al or specifio ce:r;-ebellar or 
long tract $iqnsW'ere .• eliel:ted. He. dj,ed'at 16 months of age weighing 
1llbs'. Braint.feighed '550~m. (n11o.I0.) 

~iO~S¢OJ?1'c;,/~~~t':tQn:~fC~l:~bf!11.~ l?ta,ined~~:~~ JUmatoxylin i and eosin. 
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