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c hon drop la si a is the most com mon form of in he ri ted dis pro por ti o -
na te short sta tu re. It oc curs in one in 15.000 to 40.000 li ve births.1
The worl dwi de po pu la ti on of dwar fism is abo ut 190.000.1Ap pro xi -

ma tely 150.000 per sons ha ve ac hon drop la si a in the en ti re world.1 Ac hon -
drop la si a is cha rac te ri zed by ab nor mal bo ne growth that re sults in short
sta tu re with dis pro por ti o na tely short arms and legs, a lar ge he ad, and cha -
rac te ris tic fa ci al fe a tu res with fron tal bos sing and mid-fa ce hypop la si a. Av-
e ra ge adult he ight for men with ac hon drop la si a is 131±5.6 cm; for wo men,
124±5.9 cm.1 Most in di vi du als with ac hon drop la si a are ex pec ted to ha ve
nor mal men tal and se xu al de ve lop ment and a nor mal li fe ex pec tancy. Di-
ag no sis is ma de by physi cal exa mi na ti on and ske le tal ra di og rap hic fin dings.
Ac hon drop las tic wo men are ab le to con ce i ve. Ho we ver, ac hon drop las tic
preg nant wo men are con si de red at high risk.
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Maternal and Fetal Outcome of a 
Pregnancy in an Achondroplastic Dwarf: 

Case Report

ABSTRACT Achondroplasia is a genetic disorder of bone growth that is evident at birth. It affects
about one in every 25 000 births and it occurs in all races and in both sexes. These cases have nor-
mal mental and sexual development, and life span may be normal. Problems such as pre-eclamp-
sia, polyhydramnios, respiratory compromise, contracted pelvis necessitating caesarean section,
prematurity, and fetal wastage are more common in achondroplastic pregnant females. An achon-
droplastic pregnant case who has the shortest height and the oldest age in the related literature was
presented. The important points on management of achondroplastic pregnancies and their com-
plications were discussed. 
Key Words: Achondroplasia, pregnancy

ÖZET Akondroplazi doğumda ortaya çıkan genetik bir kemik büyüme bozukluğudur. Tüm ırklar
ve her iki cinste olur ve yaklaşık 25 000 doğumda bir görülür. Bu olgular normal mental ve seksüel
gelişme gösterir ve normal bir yaşam beklenir. Akondroplazik gebe kadınlarda preeklampsi,
polihidramniyoz, solunum sıkıntısı, sezaryen gerektiren dar pelvis, prematürite ve fetal kayıp
daha sık görülür.  Literatürdeki en yaşlı ve en kısa boya sahip bir akondroplazik gebelik olgusu
sunuldu. Akondroplazik gebeliklerin ve komplikasyonlarının yönetimindeki önemli noktalar
tartışıldı.
Anahtar Kelimeler: Akondroplazi, gebelik
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He re a ca se of ac hon drop la si a with preg nancy
was re por ted. The pa ti ent, an ac hon drop las tic
dwarf had a ca e sa re an sec ti on wit hin 33 we eks of
preg nancy. This ca se was the shor test and the ol d-
est ac hon drop las tic preg nant in the li te ra tu re.

CA SE
A 41-ye ar-old, gra vi da 2 pa ra 0 , ac hon drop las tic
preg nant ad mit ted to our Gyne co logy and Obs tet -
rics Cli nic at 25 we eks of ges ta ti on du e to dyspne a
. She had not any an te na tal ca re. She has be en mar-
ri ed for 3 ye ars, has re gu lar mens tru al cycle, and
didn’t use any con tra cep ti on. The co up le was non-
con san gu i ne o us.    The re was not any spe ci al fe a -

tu re on her gyne co lo gi cal his tory ex cept smo king.
Her mot her was at nor mal sta tu re, but her fat her
was ac hon drop las tic. Her hus band was 37-ye ar-old,
187 cm tall, he althy and wit ho ut fa mily his tory of
ske le tal dyspla si a.

Physi cal exa mi na ti ons re ve a led a 37 kg we igh -
ting, 100 cen ti me ters tall, he althy fe ma le with typ-
i cal fe a tu res of ac hon drop la si a inc lu ding lar ge
he ad, short limbs and mar ked kyphos co li o sis of
tho ra co lum bar spi ne (Fi gu res 1, 2). Blo od pres su -
re, he art ra te, and body tem pe ra tu re we re nor mal.
The car di o vas cu lar system exa mi na ti on re ve a led
first deg re e fa i lu re of mit ral val ve. She al so suf fe red
from dyspne a be ca u se of bronc hi tis.
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FIGURE 1: The side-view of achondroplastic pregnant in 32nd gestational
weeks. FIGURE 2: The front-view of achondroplastic pregnant in 32nd gestational

weeks.



Me di cal tre at ment and oxy gen supp le ment was
ad mi nis te red for bronc hi tis. Her dyspne a was cu -
red af ter tre at ment and her preg nancy was mo ni to -
red in the hos pi tal un til de li very. The fe tal
ul tra so nic fin dings we re nor mal. Um bi li cal and ute -
ri ne ar te ri es Dopp ler pa ra me ters we re nor mal. For
fe tal lung ma tu ra ti on, bet ha met ha so ne 12 mg/24 h
(Ce les to ne chro no do se®, Sche ring Plo ugh, Kirk la -
re li, Tur key) was ad mi nis te red in 28th ges ta ti o nal
we eks and re pe a ted in 32nd ges ta ti o nal we eks.

The pre ma tu re rup tu re of mem bra nes was oc-
cur red  at the 33 we eks of her preg nancy. She had
con trac ted pel vis be ca u se of ac hon drop la si a, so a ca -
e sa re an sec ti on was per for med as so on as pos sib le.
The ope ra ti on was per for med un der ge ne ral anest -
he si a. A he althy ma le in fant we ig hing 1680 g, me -
a su ring 49 cen ti me ters with an Ap gar sco re of 7 at
1 min and 9 at 5 min was de li ve red. Af ter the pe di -
at ric exa mi na ti on of the in fant, no fe a tu re of ac hon-
drop la si a was fo und. She had a nor mal post par tum
co ur se. Mot her and baby we re disc har ged from hos-
pi tal on day 7 wit ho ut any comp li ca ti on.

Writ ten and in for med con sent was ta ken from
the pa ti ent for pub li ca ti on.

DIS CUS SI ON
Ac hon drop la si a is a com mon, non let hal form of
chon drodys pla si a. It is a ge ne tic di sor der and in he -
ri ted as an au to so mal do mi nant tra it but most of ca -
ses (75-80 %) are du e to de no vo mu ta ti ons.
Ac hon drop la si a is ca u sed by a mu ta ti on in the ge -
ne for fib rob last growth fac tor re cep tor-3. The ge -
ne has be en map ped to band 4p16.3. A lot of
re se arc hes are be ing do ne in this are a. 2,3 In our ca -
se, the di se a se was in he ri ted as au to so mal do mi nant
tra it, be ca u se her fat her was ac hon drop las tic.

An in di vi du al with ac hon drop la si a who has a
rep ro duc ti ve part ner with nor mal sta tu re has a 50%
risk in each preg nancy of ha ving a child with ac -
hon drop la si a. If the part ner al so has short sta tu re,
the spe ci fic re cur ren ce risk and the pos si bi lity of a
se ve rely af fec ted in fant must be de ter mi ned.4 Pre-
na tal di ag no sis for high risk preg nan ci es is pos sib le
by analy sis of DNA ex trac ted from fe tal cells ob ta -
i ned by am ni o cen te sis usu ally per for med at abo ut

15-18 we eks’ ges ta ti on or cho ri o nic vil lus samp ling
at abo ut 10-12 we eks’ ges ta ti on.5,6 The di se a se-ca u -
sing al le le(s) in the af fec ted pa rent or pa rents must
be iden ti fi ed be fo re pre na tal tes ting. The op ti mal ti -
me for de ter mi na ti on of ge ne tic risk and dis cus si on
of the ava i la bi lity of pre na tal tes ting is be fo re preg-
nancy. Our ca se ad mit ted to our cli nic at 25 we eks
of ges ta ti on wit ho ut ha ving any ge ne tic co un se ling,
pre na tal ca re and pre na tal scre e ning. 

Ac hon drop las tic dwarfs ha ve nor mal se xu al
de ve lop ment, and low fer ti lity ra tes. Cer ta in gyne -
co lo gi cal prob lems li ke me norr ha gi a, dysme norr -
he a, le i om yo ma, and early me no pa u se are mo re
com mon in the se pa ti ents. Con tra cep ti on is im por -
tant in ac hon drop las tic wo men. Wo men with short
sta tu re using the oral con tra cep ti ve pill may ha ve
dif fi culty ac hi e ving the cor rect do sa ge for body
we ight even with cur rent low do se pre pa ra ti ons.
In tra u te ri ne de vi ce can exa cer ba te cramps and he -
avy flow in a gro up of wo men who al re ady ha ve a
high in ci den ce of the se prob lems. Using bar ri er
met hods is dif fi cult be ca u se of the short arms in ac -
hon drop la si a. Al lan son et al in a study with 150 ca -
ses fo und that the most com mon met hod used was
rhythm met hod.4 Fin ding the ap prop ri a te long-
term con tra cep ti on may re qu i re con sul ta ti on with
a gyne co lo gist. 

Pre vi o us stu di es ha ve shown a hig her pro por -
ti on of wo men with ac hon drop la si a to be child less
and ha ve re du ced fa mily si ze in com pa ri son with
ave ra ge po pu la ti on.7 They ha ve a hig her me an ma-
ter nal age at con cep ti on. This may ref lect de la yed
so ci a li za ti on and mar ri a ge with the part ner. In our
ca se ad van ced ma ter nal age, de la yed mar ri a ge age,
and sub fer ti lity is con cor dant with the li te ra tu re.

In for ma ti on re gar ding obs tet ric ma na ge ment
in ac hon drop las tic fe ma les is in suf fi ci ent in li te ra -
tu re. Obs tet ric prob lems such as pre-ec lamp si a,
polyh ydram ni os, res pi ra tory com pro mi se, con trac -
ted pel vis ne ces si ta ting ca e sa re an sec ti on, pre ma -
tu rity and fe tal was ta ge ha ve be en re por ted mo re in
ac hon drop las tic preg nants.4,8 She had a spon ta ne o -
us abor ti on in her his tory. Pre-ec lamp si a and poly-
h ydram ni os we re not es tab lis hed at cli ni cal and
ul tra so nog rap hic fin dings. 
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In ac hon drop las tic preg nan ci es, res pi ra tory di -
sor ders are se en fre qu ently, inc lu ding ap ne a and
res tric ti ve pul mo nary di se a se. Res pi ra tory com pro-
mi se es pe ci ally is com mon du ring the third tri mes -
ter. Ba se li ne pul mo nary func ti on stu di es sho uld be
car ri ed out be fo re preg nancy to aid in eva lu a ti on
and ma na ge ment.4,9 Our pa ti ent had a res pi ra tory
prob lem when she was at the 25th we eks of preg-
nancy. A ba se li ne pul mo nary func ti on study sho -
uld al so be do ne for the mot her may de ve lop
res pi ra tory com pro mi se in the third tri mes ter of
preg nancy.

Be ca u se of li mi ta ti on of ute ri ne ex pan si on, low
birth we ight fo und in in fants born to wo men with
short sta tu re.10 The in fants with nor mal sta tu re of
wo men with ac hon drop la si a are lar ger than tho se
born to wo men with os te o ge ne sis im per fec ta and
car ti la ge ha ir hypop la si a.4 The in fant was with nor-
mal sta tu re and big for ges ta ti o nal age with birth

we ight in the 95th per cen ti le, and birth he ight in
the 95th per cen ti le.

Be ca u se of small si ze of the pel vis in af fec ted
wo men, the pre fer red met hod of de li very is ce sa -
re an sec ti on wit ho ut tra il of la bor. Ge ne ral anest -
he si a is pre fer red to re gi o nal anest he si a as the
mot her may de ve lop comp li ca ti ons du e to spi ne
ste no sis. In our ca se, ce sa re an sec ti on was car ri ed
out be ca u se of pre term pre ma tu re rup tu re of mem-
bra nes and nar row pel vic out let. Ope ra ti on of our
ca se was app li ed un der ge ne ral anest he si a wit ho ut
any comp li ca ti on.

In ac hon drop las tic wo men; con tra cep ti on and
pre na tal ge ne tic co un se ling is al so very im por tant.
The se wo men are at high risk of unex pec ted ma-
ter nal, pe ri na tal and ge ne tic comp li ca ti ons, so the -
ir preg nancy sho uld be ma na ged ca re fully. In this
pa per we pre sen ted and dis cus sed a ca se of ac hon -
drop las tic preg nancy.
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