
cromicric dysplasia is characterized by markedly short hands and fe-
et, dwarfism to variable degree and characteristic face with narrow
palpebral fissures, short stubby nose and anteverted nostrils.1 The

usual age at diagnosis is around 3 years. The condition appeared to be spo-
radic but the observation of vertical transmission in reported three famili-
es was consistent with an autosomal dominant mode of inheritance.2 Here,
we described a boy with dysmorphic face, small abnormal hand-foot, short
stature with normal intelligence.

CASE REPORT
A 3-year-old boy was referred to our department for evalution of short sta-
ture and abnormally short hands and feet (Figure 1a). He was the third child
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Case Report

AABBSS  TTRRAACCTT  Ac ro mic ric dyspla si a is a ra re in he ri ted di sor der cha rac te ri zed by ab nor mally short
hands and fe et, growth re tar da ti on and mild fa ci al ab nor ma li ti es. The usu al age at di ag no sis is aro -
und 3 ye ars. The con di ti on ap pe a red to be spo ra dic but the ob ser va ti on of ver ti cal trans mis si on in
re por ted thre e fa mi li es was con sis tent with an au to so mal do mi nant mo de of in he ri tan ce. We des -
cri bed a 3-ye ar-old boy with small no se, an te ver ted na res, small ab nor mal hand-fo ot, short sta tu -
re and nor mal in tel li gen ce. Ro ent ge nog rams of the hands we re cha rac te ris tic: the me ta car pals and
the pha lan ges we re short and stubby wit ho ut short ness of the long bo nes. The dif fe ren ti al di ag no -
sis with ac hon drop la si a and the ot her ske le tal dyspla si as with shor te ning of the hands and fe et were
dis cus sed in this paper.

KKeeyy  WWoorrddss::  Short hand; ac hon drop la si a  

ÖÖZZEETT  Ak ro mik rik disp la zi, boy kı sa lı ğı ile bir lik te el ve ayak par mak la rın da be lir gin kı sa lık ve 
tipik yüz gö rü nü mü ile ka rak te ri ze na dir bir is ke let disp la zi si dir. Sıklıkla ta nı 3 yaş ci va rında konul -
mak ta dır. Ol gu lar ge nel likle spo ra dik olup 3 ai le de oto zo mal do mi nant ver ti kal ge çiş de göz lem len -
miş tir. Biz de 3 ya şın da kü çük bu run, an te vert bu run ka natl la rı, kü çük el ve ayak la rı olan, kı sa
boy lu ve nor mal ze kâ lı ol gu yu sun duk. Rönt ge nog ram lar da ka rak te ris tik ola rak kar pal ve tar sal kı -
sa lık uzun ke mik ler et ki len me den gö rül mek te dir. Kı sa el ve ayak lar la gi den akon drop la zi ve di ğer
is ke let disp la zi le ri ile ara sın da ki fark bu yazıda tar tı şıl mış tır.

AAnnaahh  ttaarr  KKee  llii  mmee  lleerr:: Ste nog ra fi; akon drop la zi    
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of con san gu i ne o us pa rents. He had no prob lems
du ring the ne o na tal pe ri od and no his tory of se i zu -
res. Short sta tu re was no ti ced at 3 ye ars of age.
Men tal de ve lop ment was nor mal. The re was no
dif fi culty in vi si on or he a ring. The re was no si mi -
lar fe a tu re in the fa mily his tory and the pa rents
we re of nor mal he ight and pro por ti on. The pa ti ent
we igh ted 14 kg (50th per cen ti le ac cor ding to the
Tur kish po pu la ti on) and his he ight was 78.6 cm
(<3rd per cen ti le). His he ad cir cum fe ren ce was 47.5
cen ti me ters (50th per cen ti le). On exa mi na ti on, the
skull was do li co cep ha lic with fron tal bos sing and
oc ci pi tal pro mi nen ce. He had bro ad, dep res sed na -
sal brid ge and an te ver ted nos trils. Fin gers we re
short with mild con trac tu res and he was unab le to
ma ke a comp le te fist. Pro na ti on and su pi na ti on we -
re nor mal. The thumbs we re short, flat and no na -
il prob lem. Mo ve ments at ot her jo ints we re
nor mal. The ra di og raphs sho wed we re short and
bro ad me ta car pals. The pha lan ges we re short with

shor te ning most mar ked in dis tal pha lan ges (Fi gu -
re 1b). La bo ra tory exa mi na ti ons, inc lu ding comp -
le te blo od co unt, se rum elec troly tes, li ver func ti on
tests, al ka li ne phosp ha ta se le vels, so ma to me di nes
and thyro id func ti on tests we re all wit hin nor mal
li mits. Both a do pa mi ne sti mu la ti on test and an in-
su lin to le ran ce test re ve a led a nor mal growth hor-
mo ne res pon se. Oph thal mo lo gi cal exa mi na ti on
was nor mal. He was di ag no sed as ac ro mic ric dys-
pla si a du e to cli ni cal fin dings.

DIS CUS SI ON
In 1986, Ma ro te a ux et al des cri bed a no vel bo ne dys-
pla si a in six un re la ted chil dren pre sen ting with
short sta tu re, short hands and fe et, nor mal in tel li -
gen ce, mild fa ci al dysmorp hic fe a tu res, and X ray
cha rac te ris tic ab nor ma li ti es of the hands. They cal -
led this con di ti on “ac ro mic ric dyspla si a ”.1 Only a
few ca ses with fe a tu res of ac ro mic ric dyspla si a ha ve
be en re por ted sin ce then, but all chil dren pre sen ted

FIGURE 1a: Characteristic face with narrow palpebral fissures, short stubby nose and anteverted nostrils and short hands-feet without rhizomelic shortness of
arms and legs. 1b: Short and stubby metacarpals and phalanges.



over lap ping fe a tu res with ge le oph ysic dyspla si a or
Mo o re-Fe der man syndro me.3,4 Shor te ning of the tu-
bu lar bo nes of the hands and fe et is com mon to se -
ve ral syndro mes, inc lu ding ac ro mic ric dyspla si a,
Tric hor hi nop ha lan ge al syndro mes (Type I and II),
Ge le oph ysic dyspla si a, ac rody sos to sis, Sal di no Ma -
in zes syndro me, Al bright he re di tary os te odys trophy
and ac ro me so me lic dyspla si a. Ot her in fre qu ent fe a -
tu res inc lu ded well de ve lo ped musc les, a ho ar se vo -
i ce, ge ne ra li sed jo int li mi ta ti on in so me pa ti ents,
fre qu ent ear, trac he al, and res pi ra tory comp li ca ti -
on, and spi ne ab nor ma li ti es. Our pa ti ent had a dys-
morp hic fa ce with ab nor mally short hands and fe et
wit ho ut rhi zo me lic short ness. No signs of vis ce ral
sto ra ge we re fo und, which ru les out ge le oph ysic
dwar fism. Ac hon drop la si a’s com mon fe a tu res inc -
lu de dis pro por ti o na te short sta tu re with short limbs,

par ti cu larly rhi zo me lic shor te ning, tru e me ga len -
cep haly with hydro cep ha lus in a mi no rity, mid fa ce
hypop la si a, a tri dent hand con fi gu ra ti on, and jo int
hype rex ten si bi lity. Ho we ver; our pa ti ent did not
ha ve any typi cal fe a tu res of ac hon drop la si a such a as
a small tho rax, tri dent con fi gu ra ti on of the fin gers,
and rhi zo me lic short ness of arms and legs, ver teb ral
de fects inc lu ding U-sha ped ver teb ra e and nar ro -
wing of the in ter pe di cu la te dis tan ce.

The child des cri bed abo ve had cha rac te ris tic
cli ni cal and ra di o lo gi cal fe a tu res of ac ro mic ric dys-
pla si a. The ma in fe a tu res of ac ro mic ric dyspla si a
are short sta tu re, short hands and fe et, and a cha r-
ac te ris tic fa ci al ap pe a ran ce. The re fo re, ac ro mic ric
dyspla si a can be dif fe ren ti a ted from the ot her ske -
le tal dyspla si as du e to cli ni cal and ra di o lo gic fe a tu -
res only.
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