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Abstrast Congenital carhamyl phosphate syrztha~
taze deficienoy was dlagnossd by liver biopsy m
13-yoar-old givh o-Kato analogues of ssaential am mo
agids have Deen shown 1o spare mitrogen by reduting
urag formation; henoe, they werp givan 10 this patient
i1 e hope of reduting hyperammonsmia ang e
proving profein olerancs. After inlrsvenous loafuston
of the kelo analogues of valing, leuting, isleuting,
meihioning and phenvislanine, he norssponding
plasma aming avids, including allvisclsuting and iy~
conine, ross sharpty. Twendy-finse Bows der, Tasting
CROGENTT AL disorders caused by defeas ineach of
~A the five envyraes of the Brohs-Henseloioaures ¢
cle hive been deseribest! The olinics] and baxchemical
nendesatons Bifer somewha wroong duse syndromes,
bar gl are charscerised By hypersmmonemin, k-
paived menal and physical developoene, aod epbiodes
of voniing, Jethargy, awd coma alier the ingestion of
reoiehn Hyperagunonensa i most mosanoced 1o -
gens with defenis of the fips ywo eneymes of this oyche
carbmyl phosphate svnthetase aad orpithioe transca -
buruyiase. ' ’

Treamment of these disorders iy sasatsfantory. wal
most childres diedns indanoy. Protwetn resiricton ametios
ratensymptoms bt dovs not restore thy amameia concens
tradion of plasssr (o sormal el moy prevere sdeguate
growtls Adminisiraiian of erong wid® husboes proposed,
b she eflentiveness nlihis substance is notvaablished.

The dase of carbaany! phosphate syathetase delisiency
deseribed oo was treated with - Kew anddoguss of five
esseniid aming acids: valhw, leudne, wodenoing, metdio:
manse sod pherodaasine. We ressonod that these come
poenods, upon transaminston 1o the covrespoading amis
niyacids, gl becomne neorparated o protein asd
thevely promore growrh wwd redoce vperarenenenia,
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plasmha ammonia had {allen from the preinfusion vl
ue of LOB0 10 0028 mdd, Protain indake was kept ag
0.5 g par kitogram for two weeks, Addition of kaio
acids by awutl reduced plgsma wvmonia angd ala-
ning o normal or osar normad levels, Sei zwe’* areg
episodes of vomiting and lethargy decrensed in fra-
guency. Urinary nilroges decraased, suggesting that
nitrogen balance improved. These date indicate thal
keto acids may be useful in 1he treatmerd of congend-
tal hyperaoencremia, (N Engl 1 Med 238110851080,
1975}

Previvus vhservations iy adulis soith byperammonemia
ared portabsyste i ereephalopathy cansed by chrvhosised
the liver provided some support oy dis approach ®
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= U8 ' pe b 4 tare wav changed soonntain 4.0 gof phenvdipyradate, sod
B gl the ket mm?m;ﬁue s oleurine was discontinued i il
¥ 04 R furing weatment with Mix 1, sapillary somords and
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Irtravarngus Keto Sokis

To deterntine the -possible wility of ke acids inthe %
weannent of this child, o sixore of 8.5 g of the a-keto it
anafogues of five essergial amdno wkds (valing, Jeuting,
molouding, mweshionine and pheaylalanine) was given in-
gravenoesly as sodtum salis. Fhoens vaBoe, sethiosing, Kt
lewtine, tyrosing, alloscloucing, phenylalanive and so-
Jencing all inureased 8 xerpi vt the end of the for-beoay
infusion, with g mean increase of $12 20083 mM {Fig 4).
Pasting capiflary smmosi compentraie wag 1050 ;M :
betorg and GOTH mM mmmediazely after nfusion and MGURY HOURS
{028 mdt 20 %mnn lated. Alanirer toncepirasion de-
crewsed from 117 w0064 o, Glyedne and Iysine also de-
z:a'i?am:ed wi‘atwas Biscddine, srgioise and ober aming The ieit-hiand panel shows the increasss in plasma aming
avidsremainesd unchanged after ketoacid sofusion. Gl anids sopaspnaing 1o the infused keto acids, srd the right-
v wigs s yacmnaed during dhis soudy. hand pane! theamine acids that fefl,

Figure 4. Ohanges in Giroulsting Aming Ackds after ndugion
ot the Hato Asid Midiure.
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Mitrogen Excretion
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poriods, Allvalues are exprassed in relation o treatimng
nitroge w oot for errneszo codlentivo. Thesignifinant
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vorapared with Mix 1Y, theve was a bursher 4 significan de-
ey i ures slirogendrestindne nitrogon as well asa sig-
wifican reduction in wiad nitrogenreatiuine virogen,
suggesting Further boprovement in nitragen balaree on
thesecondhetound minaire,
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