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on�ge�ni�tal�mal�for�ma�ti�ons�of�the�lung�are�ra�re�di�sor�ders�oc�cur�ring
with�va�ri�ab�le�deg�re�e�of�se�ve�rity.�The�se�are�the�re�sult�of�in�sult�to�the
de�ve�lo�ping�emb�ryo�du�ring�the�4th and�24th we�eks�of�in�tra�u�te�ri�ne�li�-

fe.1

Ra�di�og�rap�hi�cally, age�ne�sis�of�a�lung�si�mu�la�tes�pne�u�mo�nec�tomy.�The
re�ma�i�ning�lung�is�ove�ri�nfl�a�ted�with�ac�com�pan�ying�shift�of�the�me�di�as�ti�-
num.�Boy�den�cle�arly�ca�te�go�ri�sed�the�se�con�ge�ni�tal�ano�ma�li�es as�pul�mo�nary
age�ne�sis,�ap�la�si�a�and�hypop�la�si�a.�In�pul�mo�nary�age�ne�sis,�ca�ri�na,�ma�in�bronc�-
hi,�lung�tis�su�e,�and�vas�cu�lar�struc�tu�res�are�not�in�vol�ved�si�tes.�Pul�mo�nary
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ABS�TRACT�Pul�mo�nary�ap�la�si�a�is�an�un�com�mon�ano�maly�that�has�be�en�re�por�ted�in�iso�la�ti�on�and
in�as�so�ci�a�ti�on�with�ot�her�con�ge�ni�tal�de�fects.�Such�de�fects�inc�lu�de�oe�sop�ha�ge�al�at�re�si�a,�car�di�ac�mal-
for�ma�ti�on,�hor�ses�ho�e�kid�ney,�and�anal�at�re�si�a.�A�16�ye�ar-old�girl�was�re�fer�red�for�an�opa�qu�e�left�he�-
mit�ho�rax�for�which�she�had�re�ce�i�ved�an�ti�bi�ot�he�rapy�for�pne�u�mo�ni�a.�A�de�ta�i�led�eva�lu�a�ti�on�inc�lu�ding
con�trast�com�pu�ted�to�mog�raphy�of�the�tho�rax,�fi�be�rop�tic�bronc�hos�copy,�and�ven�ti�la�ti�on-per�fu�si�on
scin�tig�raphy�led�to�di�ag�no�sis�of�left�lung�ap�la�si�a.�Ad�di�ti�o�nally�in�furt�her�in�ves�ti�ga�ti�ons�we�fo�und�tha-
las�se�mi�a�mi�nor�both�in�the�pa�ti�ent�and�her�mot�her.�We�dis�cus�sed�pul�mo�nary�ap�la�si�a�and�the�li�kely
as�so�ci�a�ti�on�bet�we�en�tha�la�se�mi�a�mi�nor�and�de�ve�lop�ment�of�the�lungs�du�ring�preg�nancy.�To�the�best
of�our�know�led�ge,�this�is�the�first�re�por�ted�ca�se�of�uni�la�te�ral�lung�ap�la�si�a�as�so�ci�a�ted�with�tha�las�se�-
mi�a�mi�nor.�
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ÖZET�Pul�mo�ner�ap�la�zi�na�dir�bir�ano�ma�li�olup�di�ğer�kon�je�ni�tal�de�fekt�ler�le�ile�olan�iliş�ki�si�da�ha�ön�-
ce�den�ta�nım�lan�mış�tır.��Bu�kon�je�ni�tal�de�fekt�ler�öze�fa�gus�at�re�zi�si,�kar�di�yak�mal�for�mas�yon,�at�na�lı�böb�-
rek�ve�anal�at�re�zi�yi�içer�mek�te�dir.�Kli�ni�ği�mi�ze�ak�ci�ğer�gra�fi�sin�de�sol�he�mi�to�raks�ta�opa�si�te�olup,
pnö�mo�ni�ne�de�niy�le�an�ti�bi�yo�tik�te�da�vi�si�gö�ren�16�ya�şın�da�bir�kız�ço�cu�ğu�re�fe�re�edil�di.�Kon�trast�lı�to�-
raks�to�mog�ra�fi�si,�fi�be�rop�tic�bron�kos�ko�pi,�ven�ti�las�yon-per�füz�yon�sin�tig�raf�si�ni�içe�ren�de�tay�lı�in�ce�le�-
me�de,�has�ta�ya�sol�ak�ci�ğer�ap�la�zi�si�ta�nı�sı�kon�du.�İle�ri�araş�tır�ma�mız�da�has�ta�mı�zın�hem�ken�di�sin�de
hem�de�an�ne�sin�de�ta�la�se�mi�mi�nör�tes�pit�et�tik.�Bu�ol�gu�su�nu�mun�da�pul�mo�ner�ap�la�zi�ve�ta�la�se�mi�mi�-
nö�rün�ha�mi�le�lik�es�na�sın�da�ak�ci�ğer�le�rin�ge�li�şi�mi�ile�olan�iliş�ki�si�ni�tar�tış�tık.�Eli�miz�de�ki�bil�gi�le�re�gö�-
re�ta�la�se�mi�mi�nör�ile�iliş�ki�li�tek�ta�raf�lı�ak�ci�ğer�ap�la�zi�si�ol�gu�su�ra�por�edi�len�ilk�ol�gu�dur.
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ap�la�si�a�is�dif�fe�rent�from�pul�mo�nary�age�ne�sis�in�that
a�po�uch-li�ke,�blind-en�ding�ma�in�bronc�hus�and�ca-
ri�na�are�pre�sent.�Pul�mo�nary�pa�rench�yma�and�ves-
sels�are�ab�sent.1

He�mog�lo�bi�no�pat�hi�es� that� le�ad� to� dec�re�a�sed
pro�duc�ti�on�of�glo�bin�cha�ins�(α�or β)�pro�du�ce�a�cli�-
ni�cal�syndro�me�cha�rac�te�ri�zed�by�ane�mi�a�of�va�ri�ab�-
le�se�ve�rity�with�hypoc�hro�mic�and�mic�rocy�tic�red
cells.�The�α�and β�tha�las�se�mi�as�re�sult,�res�pec�ti�vely,
from�de�le�ti�ons�or�mu�ta�ti�ons�of�the�α�and β-glo�bin
ge�nes�that�le�ad�to�dec�re�a�sed�trans�crip�ti�on�or�trans-
la�ti�on�of�the�ge�ne�pro�duct.2

β-Tha�las�se�mi�as�usu�ally�re�sult�from�mu�ta�ti�ons
that�af�fect�trans�crip�ti�on,�trans�la�ti�on,�or�RNA�sta�bi�-
lity.When�a�sing�le�β-glo�bin�ge�ne�is�af�fec�ted,�β -tha-
las�se�mi�a�mi�nor�re�sults.�Eryt�hrocy�to�sis�and�a�mild
hypoc�hro�mic�mic�rocy�tic�ane�mi�a�cha�rac�te�ri�ze�this
he�te�rozy�go�us�con�di�ti�on.�High�pres�su�re�li�qu�id�chro-
ma�tog�raphy (HPLC) analy�sis�shows�an�in�cre�a�se�in
Hb�A2�and,�in�so�me�ca�ses,�Hb�F.3

A�few�stu�di�es�inc�lu�ding�small�num�bers�of�pa-
ti�ents�sug�ges�ted�a�fa�vo�rab�le�pe�ri�na�tal�out�co�me�of
pa�ti�ents�with�β-tha�las�se�mi�a�mi�nor.3 The�re�are�few
re�por�ted�ad�ver�se�out�co�me�ca�u�sed�by�hyper�co�a�gu�-
la�bi�lity.4 Oli�gohy�dram�ni�os�is�as�so�ci�a�ted�with�in�tra�-
u�te�ri�ne�growth�res�tric�ti�on�(IUGR)�and�might�be
part�of�the�re�la�ti�ve�hypo�xe�mic�sta�te.5

We�re�port�a�16�ye�ar�old�girl�with��comp�la�ints
of�co�ugh�and�spu�tum�who�had�iso�la�ted�left�lung�ap�-
la�si�a�as�con�fir�med by�con�trast�com�pu�ted�to�mog�-
raphy�(CT)�of�the�tho�rax,�fi�be�rop�tic�bronc�hos�copy
(FOB),�and�ven�ti�la�ti�on-per�fu�si�on�scin�tig�raphy�and,
in�ad�di�ti�on,�as�a�furt�her�di�ag�no�sis,�tha�las�sa�e�mi�a�mi�-
nor.�To�our�know�led�ge,�it�is�the�first�re�port�of�the
co-oc�cur�ren�ce�of�the�se�two�con�ge�ni�tal�ab�nor�ma�li�-
ti�es.

CA SE RE PORT

A�16-ye�ar-old�girl�with�the�symptoms�of�co�ugh�and
spu�tum who�was�tre�a�ted�se�ve�ral�ti�mes�as�pne�u�mo�-
ni�a�in�a�cot�ta�ge�hos�pi�tal was�ad�mit�ted�to�our�hos�pi-
tal.�

Physi�cal�exa�mi�na�ti�on�re�ve�a�led�a�girl�in�no�acu�-
te�dis�tress.�The�re�was�no�club�bing�or�cya�no�sis.�Nor-
mal�ve�si�cu�lar�bre�ath�so�unds�we�re�au�dib�le�on�the

right�si�de�along�with�poly�pho�nic�rhonc�hi,�but�the
in�ten�sity� of� bre�ath� so�unds� on� the� left� si�de� was
vastly�re�du�ced.�He�art�so�unds�we�re�nor�mal�in�cha�-
rac�ter�and�in�ten�sity.

The�pos�te�ri�or-an�te�ri�or�chest�ro�ent�ge�nog�ram
re�ve�a�led�no�lung�tis�su�e�at�the�left�he�mit�ho�rax.�The
trac�he�a�and�me�di�as�ti�nal�struc�tu�res�we�re�fo�und�to
be�her�ni�a�ted�to�the�left�(Figure�1A).�CT�re�ve�a�led
no�left�pul�mo�nary�ar�tery�and� pre�a�or�tic�and�pre-
car�di�ac�her�ni�a�ti�on�of�the�nor�mal�lung�with�left
and�pos�te�ri�or�disp�la�ce�ment�of�the�he�art�was�al�so
se�en�(Figure�1B).�On�ven�ti�la�ti�on per�fu�si�on�scin�-
tig�raphy,�no�ra�di�o�ac�ti�vity�up�ta�ke�was�se�en�at�the
left�lung.�FOB�vi�su�a�li�sed�a�short�left�ma�in�bronc�-
hus,�which�en�ded�in�a�blind�po�uch.�The�trac�he�-
ob�ronc�hi�al� tre�e� on� the� right� si�de� was� nor�mal.
Elec�tro�car�di�og�ram� sho�wed� low� vol�ta�ge� nor�mal
wa�ves�with�clock�wi�se�ro�ta�ti�on�of�the�he�art.�An�ec�-
ho�car�di�og�ram�de�mons�tra�te�a�nor�mal�pul�mo�nary
ar�tery�pres�su�re�of�20�mmHg�with�nor�mal�lu�men;
ho�we�ver,�the�bi�fur�ca�ti�on�of�pul�mo�nary�ar�tery�co�-
uld�not�be�se�en.�At�ri�al�and�ven�tri�cu�lar�func�ti�ons
we�re�es�sen�ti�ally�nor�mal.�A�ske�le�tal�sur�vey�and�an
ul�tra�so�nog�rap�hic� exa�mi�na�ti�on� of� the� ab�do�men
we�re�nor�mal.�

The�la�bo�ra�tory�tests�re�ve�a�led�mild�hypo�chro�-
mic�mic�rocy�tic�ane�mi�a.�Furt�her�in�ves�ti�ga�ti�on�li�ke
HPLC�analy�sis�show�an�in�cre�a�se�in�Hb�A2.��A�fa�m-

FI�GU�RE�1A:�On the pos te ri or-an te ri or chest ro ent ge nog ram, the re is no vi s-
ib le lung tis su e in the left he mit ho rax. The right lung shows com pen sa tory
hype ri nfl a ti on pas sing thro ugh to the left from the mid li ne. The trac he a de vi -
a tes to the left.
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ily�his�tory�of�tha�las�se�mi�a�mi�nor�was�eli�ci�ted�from
her�mot�her�to�o.

Writ�ten�in�for�med�con�sent�was�ob�ta�i�ned�from
the�pa�ti�ent.

Fi�nally�a�di�ag�no�sis�of�iso�la�ted�left�lung�ap�la�si�a
with�tha�las�se�mi�a�mi�nor�was�ma�de.�

DIS CUS SI ON

Uni�la�te�ral�pul�mo�nary�ap�la�si�a� is� a� ra�re�con�di�ti�on
and�as�so�ci�a�ted�with�so�me�ot�her�ab�nor�ma�li�ti�es�in
mo�re�than�50%�of�the�pa�ti�ents�ma�inly�in�vol�ving
the�car�di�o�vas�cu�lar,�gas�tro-in�tes�ti�nal,�mus�cu�los�ke�-
le�tal,�uro�ge�ni�tal�systems. Pul�mo�nary�ap�la�si�a�is�usu-
ally�se�en�in�in�fancy�or�early�child�ho�od.�It�is�not
com�mon�in�adults.�Pa�ti�ents�who�ha�ve�no�or�mild
as�so�ci�a�ted�ano�ma�li�es�may�sur�vi�ve�in�to�adult�ho�od.6

In�our�pa�ti�ent�we�ha�ve�fo�und�tha�les�si�mi�a�mi�nor
and�to�our�best�know�led�ge�this�is�the�first�ca�se�of
the�co-oc�cur�ren�ce�of�the�se�two�con�ge�ni�tal�ab�nor�-
ma�li�ti�es.

Its�fre�qu�ency�is�es�ti�ma�ted�at�1:15,000�au�top�si�-
es. The�de�ve�lop�ment�ano�ma�li�es�of�the�lung�at�the
4th and�24th ges�ta�ti�o�nal�we�eks�may�ca�u�se�bronc�ho�-
pul�mo�nary�fo�re�gut�ab�nor�ma�li�ti�es.�Eti�o�logy�is�not
comp�le�tely�known�but�vi�ta�min�A�de�fi�ci�ency,�vi�ral

agents,�or�ge�ne�tic�fac�tors�are�dis�cus�sed.6,7 Both�of
our�pa�ti�ent�and�her�mot�her�ha�ve�tha�las�se�mi�a�mi�-
nor.� Chro�nic� ma�ter�nal� ane�mi�a� du�ring� ges�ta�ti�on
might�le�ad�to�fe�tal�hypo�xi�a,�pre�dis�po�sing�the�fe�tus
to�IUGR�and�oli�gohy�dram�ni�o�us.8,9 Ma�ter�nal�hypop�-
ro�te�i�ne�mi�a�and�ane�mi�a�might�be�as�so�ci�a�ted�with
hydrops�fe�ta�lis and�lung�hypop�la�si�a.10 So�fe�tal�hy-
po�xi�a�ca�u�sed�by�tha�las�se�mi�a�mi�nor�may�play�a�ne�-
ga�ti�ve�ro�le��in�the�in�tra�u�te�ri�ne�de�ve�lop�ment�of�the
lung.

Ra�di�og�rap�hic�findings�are�ge�ne�rally�di�ag�nos�tic
and�inc�lu�de�me�di�as�ti�nal�disp�la�ce�ment,�the�hype�ri�-
nfl�a�ti�on�of�a�nor�mal�si�te,�and�dec�re�a�sed�vo�lu�me�in
a�hypop�las�tic�lung.11 In�our�pa�ti�ent, tho�rax�CT�sho�-
wed�com�pen�sa�tory�hyper�trophy�in�the�con�tra�la�te�-
ral� lung� and� the� disp�la�ce�ment� of� me�di�as�ti�nal
struc�tu�res�to�the�left�si�de.

Dif�fe�ren�ti�al�di�ag�no�sis�inc�lu�des�to�tal�ate�lec�ta�-
sis,�pne�u�mo�nec�tomy,�pul�mo�nary�hypop�la�si�a,�di�ap�-
hrag�ma�tic� evan�tra�ti�on,� pne�u�mo�ni�a� and� ple�u�ral
ef�fu�si�on.11 Our�ca�se�was�di�ag�no�sed�with�con�trast
CT,�ven�ti�la�ti�on-per�fu�si�on�scin�tig�raphy�and�FOB.

Dyspne�a,�re�cur�rent�pne�u�mo�ni�a�du�e�to�blind-
en�ding�bronc�hi,�and�a�sus�cep�ti�bi�lity�to�in�fec�ti�on�af-
fect�the�prog�no�sis.�Li�mi�ted�sur�gi�cal�in�ter�ven�ti�on
with�the�re�sec�ti�on�of�blind-en�ding�bronc�hi�can�be
per�for�med�in�such�pa�ti�ents.11 In�our�pa�ti�ent�af�ter�a
me�di�cal�tre�at�ment�she�had�no�comp�la�int�and�she
was�go�od�for�one�and�a�half�ye�ar.�

In�the�cur�rent�re�port�the�pa�ti�ent�had�pul�mo�-
nary�ap�la�si�a�with�tha�las�se�mi�a�mi�nor�and�her�mot�-
her�had�al�so�tha�las�se�mi�a�mi�nor�to�o.�We�ar�gu�ed�the
pro�bab�le�me�ans�for�the�for�ma�ti�on�of��the�pul�mo�-
nary�ap�la�si�a,�which�might�be�well�re�la�ted�to�tha-
las�se�mi�a� mi�nor.� Tha�las�se�mi�a� mi�nor� du�ring
preg�nancy�co�uld�ma�ke�hypo�xi�a�and�this�co�uld�ef-
fect�the�de�ve�lop�ment�of�the�lungs.

In� conc�lu�si�on, to�our�know�led�ge� this� is� the
first�re�por�ted�ca�se�of�iso�la�ted�left�lung�ap�la�si�a�as�so�-
ci�a�ted�with�tha�las�se�mi�a�mi�nor.�Du�ring�the�preg-
nancy� of� pa�ti�ents� who� ha�ve� tha�las�se�mi�a� mi�nor
ef�fort�sho�uld�be�ac�hi�e�ved�to�de�tect�if�the�re�is�a�con-
ge�ni�tal�ano�ma�li�es�or�not.

FI�GU�RE�1B:�The anterior part of the right lung passes through the anterior
mediasten to the left hemithorax. The ascending and descending parts of the
aorta and the main pulmonary artery are located in the left  hemithorax.
HPLC: High pressure liquid chromatography, CT: Computed tomography, FOB: Fiberop-

tic bronchoscopy, IUGR: Intrauterine growth restriction.
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