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3HQGUHG VHQGURPX� RWR]RPDO UHVHVLI JHoLú J|VWHUHQ� JXDWU YH NRQMHQLWDO VD÷ÕUOÕ÷ÕQ ELUOLNWH J|U�OG�÷� ELU

KDVWDOÕNWÕU� 7LURLG EH]LQGH L\RWXQ RUJDQLILNDV\RQXQGD HQ]LPDWLN ELU ER]XNOXN V|]NRQXVXGXU� 2UJDQLILNDV\RQ

ER]XNOX÷X KDVWDOÕN LoLQ GLDJQRVWLN RODQ SHUNORUDW ERúDOWÕP WHVWL LOH J|VWHULOPHNWHGLU� øúLWPH ND\EÕQÕQ QHGHQL

LVH NRKOHDQÕQ 0RQGLQL WLSL NRQMHQLWDO PDOIRUPDV\RQX RODUDN ELOGLULOPHNWHGLU� %X PDNDOHGH 3HQGUHG

VHQGURPOX � HUNHN NDUGHú VXQXOPXúWXU� >7XUJXW g]DO 7ÕS 0HUNH]L 'HUJLVL �����������������@
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Siblings with Pendred's syndrome

Pendred's syndrome is characterised by congenital deafness and goiter and transmitted as an autosomal
recessive disease. Thyroid dysfunction is related to an enzymatic defect in the organification of iodine. This
defect can be detected found by perchlorate discharge test which is to be diagnostic. The deafness is due to a
congenital Mondini type malformation of cochlea. In this report, we present three male siblings with
Pendred's syndrome. [Journal of Turgut Özal Medical Center 1996;3(3):220-222]
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3HQGUHG VHQGURPX� RWR]RPDO UHVHVLI JHoLú

J|VWHUHQ NRQMHQLWDO VD÷ÕUOÕN YH JXDWUÕQ ELUOLNWH

görülmesidir (1,2). Mutant gene 8. kromozomun q
kolunun distal segmentindeki delesyonun neden
ROGX÷X ELOGLULOPLúWLU ���� øúLWPH ND\EÕ GR÷XPGDQ

LWLEDUHQ ROPDNOD ELUOLNWH IDUNHGLOPHVL \ÕOODU VRQUD

ROPDNWDGÕU ���� )HWDO KD\DWWD VLQLU VLVWHPLQLQ

JHOLúPHVL LoLQ WLURLG KRUPRQX JHUHNOLGLU YH QRUPDO

RODUDN IHWDO WLURLG ��� KDIWDGDQ LWLEDUHQ LúOHYLQH

EDúODPDNWDGÕU ���� %X ELOJLOHU ÕúÕ÷ÕQGD EDúODQJÕoWD

Pendred sendromunun patogenezinde genetik
ER]XNOX÷D ED÷OÕ IHWDO WLURLGLQ \DSÕODPDPDVÕ YH\D

anneden  plasenta yoluyla yeterli tiroid hormonunun
geçememesi (hipotiroidik anne) sorumlu
WXWXOPDNWD\GÕ ������ %|\OHFH KHP DNXVWLN VLQLUGH

NDOÕFÕ KDVDUD ED÷OÕ VLQLUVHO LúLWPH ND\EÕ KHP GH JXDWU

DoÕNODQDELOL\RUGX� (QGHPLN JXDWU E|OJHOHULQGH

VHQGURPXQ GDKD VÕN J|U�OPHVL GH EX LOLúNL\L

desteklemekteydi. Ancak endemik kretenizm'den
IDUNOÕ RODUDN 3HQGUHG VHQGURPOX KDVWDODUÕQ

JHQHOOLNOH QRUPDO ]HNDOÕ YH |WLURLG ROGXNODUÕ

ELOLQPHNWHGLU� <DSÕODQ VRQ oDOÕúPDODUGD 3HQGUHG

VHQGURPXQGD VD÷ÕUOÕ÷ÕQ QHGHQLQLQ 0RQGLQL
QLQ

����
GH WDQÕPODGÕ÷Õ NRKOHD PDOIRUPDV\RQXQD ED÷OÕ

ROGX÷X EXOXQPXúWXU ���������� 0RQGLQL
QLQ NRKOHD

malformasyonunda kemik ve membranöz dokularda
GLVSOD]L PHYFXWWXU� .RKOHDU NDQDO ELU YH\D \DUÕP WXU

NDGDU JHOLúPLúWLU YH NDQDO \DVVÕODúPÕúWÕU� .RUWL

RUJDQÕ D] JHOLúPLú YH\D KLo JHOLúPHPLúWLU� $JHQH]

YDNDODUÕ JHQHOOLNOH VLPHWULNWLU� +DWWD SUHPRUWHP

Mondini malformasyonu radyolojik olarak
J|VWHULOHPHPLú 3HQGUHG VHQGURPOX KDVWDODUGD ELOH
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postmortem histopatolojik incelemeyle
PDOIRUPDV\RQXQ ROGX÷X WHVSLW HGLOPHNWHGLU ������

Guatr genellikle  nodüler olup prepubertal
G|QHPGH RUWD\D oÕNPDNWDGÕU� 9DNDODUÕQ oR÷X

|WLURLGGLU� \DOQÕ]FD ���
� KLSRWLURLGLNWLU ������

*XDWU
ÕQ QHGHQL L\RGXQ RUJDQLILNDV\RQXQGDNL

enzimatik bir defekttir ve sonuçta tiroksin
\DSÕPÕQGD D]DOPD\D QHGHQ ROPDNWDGÕU ��������

7LURLG VWLP�ODQ KRUPRQXQ �76+� DúÕUÕ VHNUHV\RQX

GD WLURLGGH E�\�PH\H QHGHQ ROPDNWDGÕU�

2UJDQLILNDV\RQ ER]XNOX÷XQX HQ L\L J|VWHUHQ

SHUNORUDW ERúDOWÕP WHVWL GLDJQRVWLNWLU� %X WHVWWH WLURLG

DNWLYLWHVLQGH ������
OLN G�ú�ú WDQÕ LoLQ \HWHUOLGLU

(1,3,12).

7HGDYLGH� EDVÕ VHPSWRPODUÕ YH PDOLJQLWH LKWLPDOL

RODQ YDNDODUGD WLURLGHNWRPL X\JXODQPDNWDGÕU�

Özellikle çocuklarda ömür boyu tiroid hormon
VXSUHV\RQX\OD JXDWUÕQ |QHPOL PLNWDUGD

N�o�OW�OHELOGL÷L KDWWD ND\EROGX÷X ELOGLULOPLúWLU ����

'HRO YH DUNDGDúODUÕ ����
WH JHEHOL÷LQGH

SURS\OWKLRXUDFLO YHULOHQ GLúL IDUHOHULQ \DYUXODUÕQGD

VD÷ÕUOÕN ROXúWX÷XQX YH EX \DYUXODUD GR÷XPXQ LON

gününden itibaren tiroksin (T4� YHULOGL÷LQGH LúLWPH

ER]XNOX÷XQXQ ROXúPDGÕ÷ÕQÕ J|VWHUPLúOHUGLU �����

$QFDN LúLWPH ND\EÕ ROXúWXNWDQ VRQUD G�]HOWLOPHVL

P�PN�Q GH÷LOGLU� %X oDOÕúPDODU ÕúÕ÷ÕQGD 3HQGUHG

VHQGURPXQGD WDQÕ NRQXOXU NRQXOPD] WLURNVLQ

EDúODQÕOPDVÕ X\JXQ ELU WHGDYL RODUDN NDEXO

HGLOPHNWHGLU� $\QÕ WHGDYLQLQ DQQH \D GD EDEDVÕQGDQ

birinde Pendred sendromu olan tüm bebeklere
\DSÕOPDVÕ |QHULOPHNWHGLU ����

OLGULAR

)%� GR÷XPGDQ LWLEDUHQ VD÷ÕU YH GLOVL] RODQ ��

\DúÕQGD HUNHN KDVWD� ��� \DúODUÕQGD E�\�PH\H

EDúOD\DQ YH JLWWLNoH E�\�\HQ WLURLG EH]L QHGHQL\OH

EDEDVÕ UHIDNDWÕQGD KDVWDQHPL]H EDúYXUGX� �5HVLP

��� $QDPQH]GH KDVWDPÕ] GÕúÕQGD �� \DúÕQGDNL

D÷DEH\LQLQ GH GR÷XúWDQ LWLEDUHQ VD÷ÕU YH GLOVL]

ROGX÷X YH JXDWU QHGHQL\OH �� \ÕO |QFH RSHUH

HGLOGL÷L� D\UÕFD �� \DúÕQGDNL N�o�N HUNHN NDUGHúLQLQ

GH GR÷XúWDQ LWLEDUHQ VD÷ÕU�GLOVL] YH JXDWUÕ ROGX÷X

|÷UHQLOGL� (N RODUDN DQQH YH EDEDODUÕQÕQ GD\Õ

oRFXNODUÕ ROGX÷X YH DQQHOHULQGH GH JXDWU YH LúLWPH

D]OÕ÷Õ ROGX÷X |÷UHQLOGL� +DVWDPÕ] YH GDYHW HGLOHQ

NDUGHúOHULQGH NOLQLN RODUDN KLSRWLURLGL \DGD

KLSHUWLURLGL PHYFXW GH÷LOGL� 6RPDWLN YH VHNV�HO

JHOLúPHOHUL QRUPDOGL� <DSÕODQ NXODN�EXUXQ�ER÷D]

muayenelerinde ve odyolojik testlerinde nöral tipte
WDP LúLWPH ND\ÕSODUÕQÕQ ROGX÷X DQODúÕOGÕ� <DSÕODQ

psikiyatrik muayene ve testlerinde her üçünün de
QRUPDO ]HND G�]H\OHULQH VDKLS ROGXNODUÕ WHVSLW

HGLOGL� +DVWDPÕ]ÕQ \DSÕODQ WLURLG 86*
GH GHY

JXDWU
ÕQ KLSHUHNRLN� KRPRMHQ \DSÕGD \HU \HU

DQHNRLN� NDOVLILN VDKDODU LoHUHQ PXOWLQRG�OHU \DSÕGD

ROGX÷X J|VWHULOGL� 2QEHú \DúÕQGDNL N�o�N

NDUGHúLQGH GH ELODWHUDO KLSHUSOD]L GÕúÕQGD VRO OREWD

LVWKPXVD \DNÕQ �[� FP YH �[� FP ER\XWODUÕQGD

QRG�OHU JXDWU WHVSLW HGLOGL� +DVWDPÕ]ÕQ \DSÕODQ WLURLG

fonksiyon testlerinde  serbest T3: 3.93 pg/dl (normal
1.4 - 4.4), serbest T4: 0.18 ng/dl (normal 0.8-1.9),
TSH: 75 µIU/ml'den (normal: 0.4-4.5) yüksek tespit
HGLOGL� $÷DEH\LQLQ WLURLG IRQNVL\RQ WHVWOHULQGH LVH

VÕUD\OD VHUEHVW 73: 3.85 pg/dl, serbest T4: 1.7 ng/dl,
76+� ���� �,8�PO RODUDN� NDUGHúLQLQ WLURLG

IRQNVL\RQ WHVWOHULQGH LVH VÕUD\OD VHUEHVW 73: 3.20
pg/dl, serbest T4: 0.85 ng/dl, TSH: 17.4 µIU/ml
olarak tespit edildi. Çekilen temporal kemik
ELOJLVD\DUOÕ WRPRJUDILOHULQGH �%7�� KHU �o KDVWDQÕQ

GD 0RQGLQL PDOIRUPDV\RQX ROPDGÕ÷Õ ELODWHUDO

PDVWRLG DHUDV\RQODUÕ� Lo NXODN NHPLNoLN ]LQFLUOHUL�

kohlear, semisirküler kanallar, oval ve yuvarlak
SHQFHUHOHUL QRUPDO RODUDN GH÷HUOHQGLULOGL� +DVWDODUÕQ

KLSRIL] %7
OHUL YH KLSRIL] KRUPRQODUÕ� V�UUHQDO

%7
OHUL YH V�UUHQDO KRUPRQODUÕ QRUPDO RODUDN WHVSLW

HGLOPLúWLU� +DVWDPÕ] )%
QLQ \DSÕODQ ER\XQ %7
GH

WUDNHD\D VD÷GDQ JXDWU EDVÕVÕ ROGX÷X J|VWHULOPLúWLU�

6DGHFH KDVWDPÕ]GD \DSÕODELOHQ SHUNORUDW ERúDOWÕP

Resim 1. 3HQGUHG VHQGURPOX KDVWDPÕ]ÕQ DPHOL\DW |QFHVL

resmi
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WHVWLQGH ]DPDQ�DNWLYLWH H÷ULVLQGHNL G�ú�ú ���
XQ

�]HULQGH WHVSLW HGLOPLúWLU� +DVWDPÕ]D ELODWHUDO

VXEWRWDO WLURLGHNWRPL \DSÕOPÕú YH SRVWRSHUDWLI

dönemde herhangi bir komplikasyona
UDVWODQPDPÕúWÕU� 2SHUDV\RQGDQ VRQUD WLURNVLQ

WHGDYLVLQH DOÕQPÕúWÕU� 2Q \ÕO |QFH RSHUH HGLOPLú

RODQ D÷DEH\LQH YH RSHUDV\RQ JHUHNPHGL÷LQH NDUDU

YHULOHQ N�o�N NDUGHúLQH GH WLURNVLQ WHGDYLVL

EDúODQPÕúWÕU� +DVWDQÕQ DQQHVL NDEXO HWPHGL÷L LoLQ

WHWNLN HGLOHPHPLúWLU� +DVWDODUÕPÕ]GD JHQHWLN oDOÕúPD

\DSÕODPDPÕúWÕU�

7$57,ù0$

3HQGUHG VHQGURPXQGD WDQÕ LoLQ HQ |QHPOL RODQ

WHVW SHUNORUDW ERúDOWÕP WHVWLGLU ��������� 0RQGLQL WLSL

kohlear malformasyonun; radyolojik olarak
J|VWHULOHPHGL÷L YDNDODUGD ELOH SRVWPRUWHP

KLVWRSDWRORMLN RODUDN J|VWHULOGL÷L NDEXO HGLOPHNWHGLU

������ 7DQÕ LoLQ JXDWU� SHUNORUDW ERúDOWÕP WHVWL YH
Mondini tipi kohlea malformasyonunun neden
ROGX÷X LúLWPH ND\EÕ WULDGÕ JHUHNOLGLU ���� øúLWPH
ND\EÕQÕQ GHUHFHVL JXDWUÕQ EDúODPD \DúÕ YH WLURLG
IRQNVL\RQODUÕQÕQ GXUXPXQD ED÷OÕ RODUDN oRN
GH÷LúLNOLN J|VWHUPHNWHGLU� 3HQGUHG VHQGURPX
HQGHPLN RODUDN L\RW HNVLNOL÷L RODQ E|OJHOHUGH GDKD
VÕN RODUDN J|U�OPHNWHGLU ���� $QFDN EL]LP
KDVWDODUÕPÕ] HQGHPLN ELU E|OJHGHQ JHOPHPHNWH\GL�
+DVWDODUÕPÕ]GD LúLWPH ND\EÕ GR÷XúWDQ LWLEDUHQ� JXDWU
N�o�N \DúODUGD IDUNHGLOGL÷L YH NDUGHúOHU DUDVÕQGD
EHOLUJLQ \Dú IDUNOÕOÕ÷Õ ROGX÷X KDOGH DLOHQLQ VRV\R�
N�OW�UHO G�úN�QO�÷� QHGHQL\OH KDVWDODUD HUNHQ
G|QHPGH WDQÕ NRQXODPDPÕúWÕU� +DVWDODUÕQ
HYOHQPHOHUL KDOLQGH KHSVLQLQ oRFXNODUÕQÕQ
GR÷XPGDQ LWLEDUHQ KDVWDQHPL]H EDúYXUPDODUÕ
|QHULOPLúWLU� d�QN� HWNLOHQHQ EHEHNOHUGH LúLWPH
ND\EÕ JHo� JXDWU LVH GDKD JHo� oR÷X NH] SXEHUWH
|QFHVL G|QHPGH IDUNHGLOPHNWHGLU� +DVWDODUÕPÕ]GD
LVH RUWDODPD ��� \DúODUÕQGD JXDWU IDUNHGLOPLúWL�
/LWHUDW�UH X\JXQ RODUDN KHQ�] RSHUH HGLOPHPLú RODQ
NDUGHúLQLQ JXDWUÕ QRG�OHU \DSÕGD\GÕ� +DVWDODUÕPÕ]ÕQ
�
� GH NOLQLN RODUDN |WLURLG ROGX÷X KDOGH� 76+
G�]H\OHUL |]HOOLNOH )%
GH DúÕUÕ \�NVHN YH VHUEHVW 74

G�]H\L EHOLUJLQ G�ú�NW�� 'L÷HU NDUGHúOHU GH 76+
\�NVHNOL÷LQH UD÷PHQ VHUEHVW 73 ve serbest T4 normal
düzeylerde idi.

+DVWDODUÕPÕ]ÕQ KHSVLQH |P�U ER\X GHYDP
HGLOPHN �]HUH WLURNVLQ WHGDYLVL EDúODQPÕú YH KDVWDOÕN
KDNNÕQGD ILNLU YHULOHUHN DNUDED HYOLOL÷LQGHQ
NDoÕQÕOPDVÕ YH HYOHQPHOHUL KDOLQGH oRFXN GR÷DU
GR÷PD] KDVWDQHPL]H EDúYXUXOPDVÕ |QHULOPLúWLU�
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