
ENDOCR INE AS PECTS OF THE ROTHMUND-THOMSON SYN DROME.53 H. Gu yda, P. Ma cleod , and E. Col le . McG i l l Uni versit y
Montrea l Chil dren's Ho spital Resea rch Insti tu t e , Mo n-

t re a I t Canada .
Three sibl ings ( 15 6/ 12 to 17 6/12 y rs . ) with th e Rot hmund

Thomson Syndrome showed t he fal lowing charac te r i s ti c featu re s:
low bi rth weig ht for ge sta t ion , severe grow t h fa i l ure (pre se nt
he ight: 110-1 13 em), me nta l retardat ion, al opec ia, hypop last ic
nai ls , absent se xual de ve lopment wi t h cr ypto rchidism in the ma l es ,
microdon tia and anodon t ia , apha k ia, de cr ea s ed swea ti ng , and can
gent ia l poi k il ode rma, Routine stu d i es wer e normal. Rad io gr aphs
reveal ed delayed bone ag e in th e males , complete epiphysea l fu s
ion in t he fema l e , and ge ne ra l iz ed s kel etal abno rmal i t ies . Endo
crine s t ud ie s revea led normal glucose res pons es wi t h hyperi ns ul j -

nemia to ora l glucose, I. V. t olbutamide , and a rgini ne . Al l had
no rmal serum TSH, th yroxi ne and serum cor t i so l le ve ls . Se rum
growth hormone ( hGH ) respons es were va r ia ble but eac h su bj ec t
s howed at l ea st one valu e ove r 10 ng/ml to a rg i ne (0 . 5 gm/ kg) or
insul in (0 . 10 u/ kg) wi t h in sul i n i nsensi t iv i ty , Serum hGH response
t o l-DOPA (0.5 gm. p.o .) we·re all l e s s th an 6 ng/ml. Basal serum lH,
FSH and t estoste ron e were decreased and l H- RH (100 uq - S.C.) d id
no t produce a sign ifican t r i se in serum LH o r FSH in any o f the
su bjec ts . The pa t i e nt s were t reated wi t h t estosterone 10 mg/da y,
hGH 15 uni t s / week or es tradiol 50 pg / day re s pecti ve ly, fo r 6
mont'hs, with no cl i n i ca l benefit. The se stud ies suggest normal
p i tu i tary fu nct ion fo r TSH, ACTH, and hGH, but th e absen t l H/ FSH
response t o lH-RH wi t h low basa l l evels suggest d imin ished pitu i
tary gonad otropi n rese rve .
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I n 22 in fants subjected to phototherapy be
ca us e of ne onatal pl a s8 a
hor mone ( GIl) vra s mea sur-ed be fo r e , dur-Ln.; , and after
t r-ea t ncnt , 105 ilea l thy , fu l l t e r rn nursery i nfa nt s ser
ved a s cor.t r-o.l. : r oup . Gil concen t r ut ions i n tee heal thy
neona t es 20 .4 ! 8. 3 (sn ) n: r-er ul on t e e f i r s t ,
23 .2 + 7 . 0 on t he 2nd da y of l i f e a nd then de 
clined (14.4 + 4.7 on t e e 7th , 6. 5 + 1. 7 on t he l Cth
day ) . 'i'rioae va lues , 'ca l cul a t ed s ep era tel y f or
day, ';;er e take n a s I CC,". Hio t other-a cy i ncreased (i ii
concentra tions to 195 + l OS Be f or e and a ft er irra
diation, C£{ p'La ama l evel s wor-e cl os e to t uoae r ec:;is
tered i n the nursery infants . The differenc es are sta
t i stically hi;;ill y si c;nifica,nt. Cons t a n t cov erinc of
t he eyes , deprivati on of the day-ni ,)1t r-hy t hm, or
other environn:ental alterations such as are trou .:,;ht
a bout by i ncuoat or car e could be a t r ea son f or t hi s
increase i n GIl l evels.

M. Kar p. , Z. laron. , Z. Josefsbe r g and M. Dor an .
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We have previousl y reported on a group of ch i l dre n and
ado l esce rr t s wi th constit uti onal s ho r t stature (CSS) , le an body ,
retarded skel etal age, and lo w i nsulin respo nse t o argini ne and
glucos e . It was hypothes ized that th e low i nsul in output was the
cause of th e growth failure. For furt her clarification the folio'
wing investigation was pe r f o rmed in Some of these children: 1) I.V.
GlUclg0n t e st . 2) Pl asma Gl ucago n determinati on during i . v . Argi
nine . 3) Dietary inves tjga t io n in the above children and ch i ldre r
with CSS / l ean body , and normal insu l in,

The re su l t s obtai ned were a s fo l lows; (1) 7 out of 8
chi ldren showed a normal insul in peak at 2 minutes during the i . v ,
Gluc agon t est (range:53 uU / ml - 180 uU/mJ). (2) 22 children showed
a relati vel y low glucag on response durinq i .v. Argi n i ne t e st
(A 194±25 i n the pa tients Pg/ml in contro l s).
(3) The total ca lo r ic i nt ake o f th e children of group a) was 3021 i
55% as carbohydrates. In group b) 2996 ; 54% a s carbohydrates .

The absence of g l ucose intol erance may be attri buted t o
an intact "rapid" insul in pool in the. Beta cell, and a rel ative l y
low glucagon res ponse. The low insul in and leann ess of body a re
not related t o t he cal oric inta ke.
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METABOLIC STUDIES IN CHILDREN WITH CONSTITUTIONAL

SHORT STATURE
STEROID EXCRET ION PATTERNS IN URINE FROM NEONATES WITH

;jj( CONG EN ITAL ADR ENAL HYPE RPLASI A. Meta Damkjaer Nie l sen
and Knud E. Pet er sen. Department of Cl i n ical Phys io lo 

gy, Glost rup Hosp ital, Childrens Hos p ital, Fug l e bakke n , Cope nhagen
Denmark.

Four neon ates (2 boys, 2 girls ) with congen ital ad re na l hyper
p la sia (CAH) was s t Ud ied . Al l o f the Ch i ldren we re sa lt loser s.
Two of th e ch ildren had a s is ter o r brother wi t h CAH. By mea ns of
paper and thi n layer ch romatography t he ur i nar y ste roids wer e
ied on t he 3 to 14 day of 1if e, when sig ns o f adrenal d iso rder had
a ppea re d . Highly i nc re as ed excreti on of 3 be ta-hydr oxy 115 s te r
o i ds Was shown to be pre sent in a l l 4 patient s. Pregnanetriol was
less dominant but increased in all th e pat ie nt s . During treatme nt
with cor tisone the excre tion o f t he above ment ioned s t e roids re
t ur ned t o normal l evels. Repeat ed studi e s a f t e r 3 months of age
showed a typ ica l exc re tion pa ttern for 21-hydroxylase def ic ie ncy
wi t h increased ex c ret ion o f pregn ane t r io l and neg) igi bJe excre ti on
of 3 bet a-hyd roxy A5 ste ro ids.

Our find ing s confirm th e observati ons tha t newborn infants with
21-hydroxy la se def icien cy init ia l ly can be misdiagnosed to have a
defi c i ency of the 3 beta - hydroxy- st e ro id deh ydr ogena se . The fi nd
ings a lso support the th eory of t he exi s t e nce of 2 se parate 21
hydr oxy l as e systems, one ac t ive on pre gne nol one and one on 17
a l fa - hydroxy- prog es t erone.

55 ANDROGEN AND ESTROGEN TREATMENT IN TURNER'S
SYNDROME. HL.len ko, J .P erheen tupar A l, Soder ho lm o nd

Y.To ipol e, Ch ild re n's Hosp. and Aurora Hosp. He lsinki , Finlo nd.
The va lue of ondroge n treotment a nd idea l timing of es troge n replace ment
in Turner's syndrome are uncertain. We have fo llowe d 26 girls, age d 6-19
years,for 1-5 yeors . All rec ei ved f1uoxymesterone, 0 .1 mg/kg doily, for
0.7-3 .2 yeors . 14 have been stor ted on estrone, 1.5 mgjda y, at 15-18 years .
Psycho logically, the young g irls were qu ite norma l, but aft er 13 year s the
pube rty ond growth of peers co used an intense concern obout own loc k of
development . Progre ssive isolation from pee rs, emotionol regression a nd fal
tering of sexual identity followed. - Durin g androge n treatment the growth
accelerated by the mean of 2.2 em/ year (in 13 of 15 >1 cm/yeor ). Estrogen
had no effe ct on growth rote. Effect on final heigh t was assessed using index
of po ten tia l he ight (IPH): the de viotion of heigh t , in SD, from mean for bo 
ne age (BA). Chorge in IPH during ondrogen treot ment voried from -2.1 to
+ 0.9 (mea n -0.5). This vari a tio n wos dependent on in it ial ep iphyseal BA
according to TW II RUS (loss at BA< 10, gain ot BA> 13),but random accord-

ing to Greulich-Pyle Atlas . Estrogen caus ed no change in IPH according to
TW II RUS, bu t a de fi nit e decrease of 0 - - 2 .0 (mea n -0.9) accord ing to
G-P . Psycholo gica lIy, the influence of andr ogen trea tment was be ne fic ia I,
the experience of growing was strong and the sexual identity wos strengthe
ned. Estrogen replacement led to gradual normalization of psych ological
development. We now stort these girls on 0 sma ll dose of both f1uoxymes
terone ond estroge n not la ter tha n the last c lossmates go into puberty.
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,HE ADVANTAGE OF INTERMITTENT HGH THERAPY IN PATIENTS511 WITH ISOLATED AND HGH DEFICIENCY. A. Pertze
lan, R. Kauli , S . As sa and Z. Laron. In s ti tu te o f Pae

dia t r ic and Adol escen t Endoc r ino lo gy , Bei l i nsa n Hospita l, Peteach
Tikva, Israel.

Out of 46 pa ti ents treated by an i nt er mi t t en t HGH r egime, 5
pt s , with iso1. HGII deficiency (I GHD) and 5 pts. with panhypopi
tuitarism (CGHD) a r e presented. IlGH was administered thr ice week
ly, 1-3 mg/ i nj ec tion , in cours es of 3- 14 months duration i n te rspa
ced by inter va ls of 2-15 months. The patients rec eived frOm 3- 6
courses over a period of 2 3/1 2- 6 3/1 2 year s . This therap eutic
schedule was found to be effective and i n contrad istincti on t o th e
continuous therapeutic schedule there was no progressive decline
in growth-velocity . The pa tient s wi th IGHD wer e found to respond
better than those wi t h CCHD, bo t h in th e· first course as well as
in consecutive co urs e s . When compared t o a l ong-term cont i nuous
therapeutic sched ul e (Table ) , our regi me led t o same growth ac hi e
vement, s aving the hormone whi ch is scarce in its avai labi l i ty .

Authors Na.of Observation Period Yrs. Mos. HGH fo r
Mode of HGH Pts Yrs.-Mos!Growth em 10 cm Growth

Present Study (IGHD) 5 4; 10 33.5 1:5
Intermittent Il,
Prader et al.1972
Con t i nuous ll, 4 3:0 22.9 1:4

Present Study(CGHD) 5 4: I 19.8 2:0
Intermittent ll,
Prader et al. 1972
Con t i nuous R. 3:0 18.3 1:7
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