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Ailevi Hiperkolesterolemi (2 olgu nedeniyle)
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Anahtar Kelimeler : Ailevi hiperkolesterolemi

Familial hypercholesterolemia : report of two cases

Familial hypercholesterolemia is a genetic disorder due to an autosomal dominant defect in the gene coding
the low density lipoprotein receptor and results in increased plasma levels of low density lipoprotein cholesterol.
In this article, two patients diagnosed as familial hypercholesterolemia were presented and the pathogenesis,
clinical findings, and therapeutic aspects of familial hypercholesterolemia were reviewed. [Journal of Turgut
Özal Medical Center 1997;4(3):302-305]
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0DODW\D 'HYOHW +DVWDQHVL� .DUGL\RORML .OLQL÷L� 0DODW\D

$LOHYL KLSHUNROHVWHUROHPL �$+�� G�ú�N GDQVLWHOL

lipoprotein (LDL) reseptörünü kodlayan genin defekti
VRQXFX ROXúXU� +DVWDOÕN RWR]RPDO GRPLQDQW JHoLú

J|VWHULU� +RPR]LJRW YH KHWHUR]LJRW IHQRWLSOHUL YDUGÕU�

6ÕN J|U�OHQ PHWDEROLN KDVWDOÕNODUGDQ ELUL ROXS

WRSOXPXQ \DNODúÕN � �������
LQL HWNLOHPHNWHGLU�

$WHURVNOHUR] ROXúXPXQGD HQ |QHPOL HWNHQOHUGHQ ELUL

olan kolesterol, özellikle LDL-kolesterol, bu
KDVWDODUGD \�NVHN ROGX÷XQGDQ HUNHQ WDQÕ YH X\JXQ

\DNODúÕPOD WHGDYL� DWHURVNOHUR]XQ |QOHQPHVL DoÕVÕQGDQ

oldukça önemlidir (1,2). Bu makalede ailevi
KLSHUNROHVWHUROHPL WDQÕVÕ DODQ LNL NDUGHú VXQXOGX YH

ailevi hiperkolesteroleminin etyopatogenezi, klinik
özellikleri ve tedavisi gözden geçirildi.

OLGULAR

øNL NÕ]NDUGHú �QLYHUVLWHPL] dRFXN 6D÷OÕ÷Õ YH

+DVWDOÕNODUÕ 3ROLNOLQL÷LQH GL]OHUGH D÷UÕ YH úLúOLNOHU

QHGHQL\OH EDúYXUGX�

Olgu 1: �� \DúÕQGD NÕ] KDVWD� GL]OHUGH D÷UÕ YH

úLúOLN \DNÕQPDVÕ\OD EDúYXUGX� %X \DNÕQPDVÕQÕQ

\DNODúÕN ��� \ÕOGÕU ROGX÷X� GL]OHULQGH VDUÕ� FLOWWHQ

NDEDUÕN úLúOLNOHULQ EDúODGÕ÷Õ� EXQODUÕQ GDKD VRQUD

\�]�QGH YH GLUVHNOHULQGH GH oÕNWÕ÷Õ |÷UHQLOGL� $QQH YH

EDED DUDVÕQGD �� GHUHFHGHQ DNUDEDOÕN YDUGÕ�

)L]LN PXD\HQHGH� %R\� ��� FP ��������� D÷ÕUOÕN�

47 kg (%10-25), tansiyon: 100/60 mm Hg. Yüzde göz
HWUDIÕQGD� GLUVHNOHUGH YH GL] NDSDNODUÕQGD NVDQWRPODU
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Resim 1. � �$�%� YH ��&�'� QR¶OX ROJXODUGD \�]GH YH GL]OHUGH VDUÕ�SHPEH UHQNOL NVDQWRPODU

görülmektedir. Gözlerde bilateral alt korneal kutupta lipid birikimi mevcuttur.

mevcuttu. Göz muayenesinde bilateral alt korneal
NXWXSWD OLSLG ELULNLPL YDUGÕ �5HVLP �$�%��

Hemoglobin: 11.3 gr/dl. Htc: %32.8, beyaz küre:
8300/mm3� WURPERVLW VD\ÕVÕ� �������PP3, periferik
yaymada eritrosit morfolojisi normokrom
QRUPRVLWHUGL� øGUDU GDQVLWHVL� ����� S+� ���� SURWHLQ
YH úHNHU \RN� PLNURVNRELN LQFHOHPHGH� %RO DPRUI �UDW
NULVWDOOHUL YDUGÕ� (.* QRUPDO� HNRNDUGL\RJUDILGH� DRUW
NDSDNODUÕQGD PLQLPDO NDOÕQODúPD PHYFXWWX�

2OJXQXQ NDQ úHNHUL� NDUDFL÷HU YH E|EUHN IRQNVL\RQ
WHVWOHUL� WLURLG IRQNVL\RQODUÕ QRUPDO VÕQÕUODUGD ROXS
serum kolesterol, trigliserid ve lipid elektroforezi
VRQXoODUÕ 7DEOR �¶GH J|VWHULOPLúWLU�

Olgu 2: �� \DúÕQGD NÕ] KDVWD� NDUGHúL LOH D\QÕ
\DNÕQPDODUÕQ ��� \ÕOGÕU ROPDVÕ QHGHQL\OH EDúYXUGX�
)L]LN PXD\HQHGH� %R\� ��� FP �������� D÷ÕUOÕN� ��
kg (%3↓), tansiyon: 100/60 mm Hg. Yüzde göz
HWUDIÕQGD� GLUVHNOHUGH YH GL] NDSDNODUÕQGD NVDQWRPODU
mevcuttu. Göz muayenesinde bilateral alt korneal
NXWXSWD OLSLG ELULNLPL YDUGÕ �5HVLP �&�'��

Hemoglobin: 11.7 gr/dl. Htc: %33.4, beyaz küre:
6800/mm3� WURPERVLW VD\ÕVÕ� �������PP3, periferik
yaymada eritrositler normokrom, normositerdi.

øGUDU GDQVLWHVL� ����� S+� �� SURWHLQ YH úHNHU \RN�
mikroskobik incelemede: 1-2 lökosit, 1-2 kalsiyum
oksalat kristali mevcut. EKG normal,
HNRNDUGL\RJUDILGH� DRUW NDSDNODUÕQGD PLQLPDO
NDOÕQODúPD PHYFXWWX�

2OJXQXQ NDQ úHNHUL� NDUDFL÷HU� E|EUHN YH WLURLG
IRQNVL\RQ WHVWOHUL QRUPDO VÕQÕUODUGD ROXS VHUXP
NROHVWHURO� WULJOLVHULG YH OLSLG HOHNWURIRUH]L VRQXoODUÕ
7DEOR �¶GH J|VWHULOPLúWLU�

$QQH YH EDEDQÕQ |\N�OHULQGHQ J|÷�V D÷UÕVÕ� QHIHV
GDUOÕ÷Õ JLEL \DNÕQPDODUÕQÕQ ROPDGÕ÷Õ |÷UHQLOGL� )L]LN
PXD\HQHOHULQGH NVDQWRP ROPD\ÕS� WHOHNDUGL\RJUDP�
EKG ve ekokardiyografileri normaldi. Serum lipid ve
OLSLG HOHNWURIRUH]L VRQXoODUÕ LVH 7DEOR �¶GH
J|VWHULOPLúWLU� $LOHQLQ �� oRFX÷XQXQ GD KHUKDQJL ELU
\DNÕQPDVÕ ROPD\ÕS IL]LN PXD\HQH YH ODERUDWXYDU
EXOJXODUÕ �WHOHNDUGL\RJUDIL� (.* YH HNRNDUGL\RJUDIL
GDKLO� QRUPDO VÕQÕUODUGD\GÕ�

Her iki olguda var olan belirgin kolesterol
\�NVHNOL÷L �>���PJ�GO�� OLSLG HOHNWURIRUH]L EXOJXODUÕ
YH �� \DúÕQGDQ |QFH RUWD\D oÕNDQ NVDQWRPODU
QHGHQL\OH DLOHYL KLSHUNROHVWHUROHPL WDQÕVÕ NRQGX�
'L\HW� NROHVWLUDPLQ YH PXOWLYLWDPLQ EDúODQDUDN \DNÕQ
WDNLEH DOÕQGÕ�

7$57,ù0$

$LOHYL KLSHUNROHVWHUR�OHPL �$+�� G�ú�N GDQVLWHOL
lipoprotein reseptör genindeki otozomal dominat bir
GHIHNW VRQXFX SOD]PDGD G�ú�N GDQVLWHOL OLSRSURWHLQ
NROHVWHURO�Q �/'/� DUWÕúÕ LOH JLGHQ� NDOÕWVDO ELU
KDVWDOÕNWÕU� +HWHUR]LJRWODUGD SUHYHODQVÕ ������� NLúLGH
�¶GLU� *HQHO SRS�ODV\RQGDNL LQVLGDQVÕ LVH � �������
DUDVÕQGD GH÷LúPHNWHGLU ���� hONHPL]GHNL LQVLGDQVÕ LVH

tam bilinmemektedir.

dRFXNOXNWD \HUOHúHQ
KRPR]LJRW $+¶QLQ EDúOÕFD
belirtileri; ileri derecede
hiperkolesterolemi, plantar
veya tüberoz ve tendon
NVDQWRPODUÕ LOH NRUQHDO
arkustur. Serum kolesterol
düzeyleri 500 mg/dl veya
daha yüksek olup
KHWHUR]LJRWODUÕQ HQ D] LNL
NDWÕGÕU� 7HQGRQ YH GHUL
NVDQWRPODUÕ LON �� \ÕO LoLQGH
JHOLúLU� ED]Õ ROJXODUGD
GR÷XPGD ELOH YDU RODELOLU
������ 2OJXODUÕPÕ]GD
kolesterol düzeyleri 500
mg/dl’nin üzerinde,
ksantomlar ise 5-6
\DúODUÕQGDQ LWLEDUHQ
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Tablo 1. 2OJXODUÕPÕ] YH DLOHVLQLQ VHUXP OLSLG YH OLSLG HOHNWURIRUH] VRQXoODUÕ

Serum lipidleri Lipid elektroforezi
<Dú �\ÕO��FLQV              Kolesterol (mg/dl) Trigliserid (mg/dl) β Preβ α

    Total        HDL           LDL
*(120-290)

(30-170) (40.7-71.9) (0-29.6) (9.8-46.2)

Anne 42 279 69
(34-88)

193
(74-174)

84 63.5 15.1 21.3

Baba 44 393 56
(27-67)

294
(87-186)

211 55 27.4 17.5

1.çocuk ��� NÕ] 697 38
(35-74)

649
(59-137)

49 80 5.9 14

2.çocuk ���NÕ] 730 35
(37-70)

672
(68-136)

111 81.4 8.8 9.7

3.çocuk ��NÕ] 232 60
(36-73)

159
(68-140)

64 61 9.2 29.5

3DUDQWH] LoLQGHNL YHULOHU QRUPDO GH÷HUOHUL J|VWHUPHNWHGLU�

EHOLUJLQOHúPH\H EDúODPÕúWÕ� /'/ UHVHSW|U JHQ
PXWDV\RQODUÕQÕQ DNUDED HYOLOLNOHULQGH \�NVHN ROGX÷X
ELOLQPHNWHGLU ���� +DVWDODUÕPÕ]ÕQ DQQH YH EDEDVÕQÕQ ��
GHUHFH DNUDED ROXúODUÕ GD EX J|U�ú� GHVWHNOHPHNWHGLU�
3OD]PD NROHVWHURO G�]H\OHUL� JHQ GHIHNWLQLQ \DSÕVÕQD
ED÷OÕ RODUDN JHOLúHQ /'/ UHVHSW|U HNVLNOL÷L LOH
LOLúNLOLGLU� 5HVHSW|U �UHWPH \HWHQH÷LQLQ ROPDGÕ÷Õ
mutasyonlarda klinik bulgular, olgun fakat anormal
UHVHSW|UOHULQ EXOXQGX÷X PXWDV\RQODUGDNLQH J|UH GDKD
D÷ÕU ROPDNWDGÕU ����

$LOHYL KLSHUNROHVWHUROHPLOL ROJXODUÕQ DRUW
N|N�QGHNL DWHURPDW|] ROXúXPODU SXEHUWH\H GR÷UX
DoÕ÷D oÕNDU YH DRUWLN VLVWROLN �I�U�P� NRURQHU RVWLDO
VWHQR]� DRUW N|N�Q�Q DQMLRJUDILN GDUDOPDVÕ LOH NHQGLQL
J|VWHULU ���� g]HOOLNOH VRQ \ÕOODUGD \DSÕODQ
DUDúWÕUPDODUGD KLSHUEHWDOLSRSURWHLQHPL EDúODQJÕFÕQÕQ
HUNHQ oRFXNOXN \DúODUÕQD GR÷UX X]DQGÕ÷Õ J|VWHULOPLú
ROXS DWHURVNOHUR]X |QOHPH JLULúLPOHULQLQ EX \DúODUGD
EDúODWÕOPDVÕ JHUHNWL÷L J|U�ú� D÷ÕUOÕN ND]DQPÕúWÕU
(7,8). Çünkü bu çocuklarda kardiyovasküler
KDVWDOÕNODUÕQ LQVLGDQVÕ DUWPDNWD YH WHGDYL HGLOPH\HQ
ROJXODUGD NRURQHU DUWHUOHUGHNL GH÷LúLNOLNOHU SXEHUWHGH
RUWD\D oÕNPDNWDGÕU ������� 'DKD L\L WHGDYL \|QWHPOHUL
EXOXQPDGDQ |QFH� KDVWDODUÕQ HUNHQ \DúWD DNXW NRURQHU
\HWPH]OL÷LQH ED÷OÕ RODUDN DQL |O�P� NDoÕQÕOPD]GÕ� %X
ROJXODUÕQ SRVWPRUWHP LQFHOHPHOHULQGH� DRUW NDSD÷Õ�
YDOVDOYD VLQ�VOHUL YH DVHQGDQ DRUWDGD \R÷XQ
DWHURPDW|] LQILOWUDV\RQODU YH GL÷HU E�\�N DUWHUOHUGH GH
EXQODUD EHQ]HU� IDNDW GDKD KDILI GH÷LúLNOLNOHU
J|U�OP�úW�U� +LVWRORMLN LQFHOHPHOHUGH LVH� ID]OD VD\ÕGD
köpük hücrelerine ve kolesterol kristallerine
UDVWODQPÕúWÕU �������� 2OJXODUÕPÕ]ÕQ
HNRNDUGL\RJUDILOHULQGH VDGHFH DRUW NDSDNODUÕQGD
PLQLPDO NDOÕQODúPD PHYFXWWX�

+HWHUR]LJRW IHQRWLSOHU ����� \DúÕQD NDGDU
DVHPSWRPDWLN RODELOPHVLQH UD÷PHQ NRURQHU
yetersizlik homozigotlara göre geç, normal
SRS�ODV\RQD J|UH HUNHQ RUWD\D oÕNPDNWDGÕU� %XQODUGD
VHPSWRPODU RUWD\D oÕNPDGDQ |QFH WDQÕ NRQXODUDN
HUNHQ WHGDYL EDúODQPDVÕ LOH NRURQHU NDOS KDVWDOÕ÷Õ
ULVNLQLQ D]DOWÕODELOHFH÷L ELOGLULOPHNWHGLU� $\UÕFD
heterozigot AH’de görülen kardiyovasküler
NRPSOLNDV\RQODUÕ |QOHPHGH GLúL FLQVL\HWOL ROPDQÕQ
|QHPOL ELU NRUX\XFX URO�Q�Q ROGX÷X� DQFDN KRPR]LJRW
$+¶GH ROPDGÕ÷Õ EHOLUWLOPHNWHGLU� %XQXQ QHGHQLQLQ�
+'/�NROHVWHURO GH÷HUOHULQGH QRUPDO úDUWODUGD J|U�OHQ
FLQVL\HW IDUNOÕOÕNODUÕQÕQ� KRPR]LJRWODUGD
J|U�OPHPHVLQLQ ROGX÷X VDQÕOÕ\RU ��������

Hiperkolesterolemik bir olguda tendon
NVDQWRPODUÕQ J|U�OPHVL $+ WDQÕVÕ LoLQ WLSLNWLU� $QFDN
EX SDWRJQRPLN EXOJXQXQ J|U�OPHGL÷L \HWLúNLQOHUGH YH
oRFXNODUGD WDQÕ NR\PDN ]RUODúPDNWDGÕU� +RPR]LJRW
$+¶GH� DPQLRWLN VÕYÕGDQ KD]ÕUODQDQ IHWDO K�FUH
kültürleri ve bu hücrelerde, LDL reseptörlerinin
QRUPDO NRPSOHPDQODUÕQÕQ ��¶GHQ D] EXOXQGX÷XQX
J|VWHUHQ ED÷ODPD oDOÕúPDODUÕ LOH DQWHQDWDO WDQÕ
NRQXODELOHFH÷L ELOGLULOPLúWLU� <DúDPÕQ LOHUL \ÕOODUÕQGD
WDQÕ NR\PDGD LVH GHUL ILEUREODVW N�OW�UOHUL
NXOODQÕODELOPHNWHGLU ����� +HWHUR]LJRW $+¶QLQ
GR÷XPVDO WDQÕVÕ LoLQ HQ VD÷OÕNOÕ \RO LVH NRUGRQ
NDQÕQGDQ /'/�NROHVWHURO� |OoPHNWLU� .RUGRQ
NDQÕQGDNL /'/�NROHVWHURO� ���� PPRO�,¶GHQ E�\�N
RODQ ELUoRN EHEH÷LQ� � \DúÕQGDQ VRQUD� �� SHUVHQWLOLQ
�]HULQGH ELU /'/�NROHVWHUROH VDKLS ROGX÷X
ELOGLULOPLúWLU� 7RSOXP WDUDPDODUÕQGD VDGHFH VHUXP
total kolesterolünün ölçülmesinin, normal LDL
G�]H\OL oRFXNODUGD \DODQFÕ SR]LWLIOL÷H� $+¶OL
oRFXNODUGD LVH \DODQFÕ QHJDWLIOL÷H \RO DoPDVÕ JLEL
VÕNoD UDVWODQDQ VDNÕQFDODUÕ ROGX÷XQGDQ� $+¶QLQ
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oRFXNOXNWD LNHQ WDQÕVÕQÕQ NRQXOPDVÕQGD WRWDO
NROHVWHURO¶GHQ oRN� /'/�NROHVWHURO GH÷HUOHULQH
EDNÕOPDVÕ JHUHNWL÷L YXUJXODQPÕúWÕU ����� 2OJXODUÕPÕ]ÕQ
LNLVLQGH GH /'/�NROHVWHURO GH÷HUOHUL NHQGL \Dú
JUXSODUÕQD J|UH ROGXNoD \�NVHNWL�

+HWHUR]LJRW ROJXODUÕQ WHGDYLVLQGH GR\PDPÕú
\D÷ODUGDQ ]HQJLQ� GR\PXú \D÷ YH NROHVWHUROGHQ IDNLU
diyetin 2-3 haftada plazma kolesterol düzeyini %15-
�� RUDQÕQGD D]DOWWÕ÷Õ ELOGLULOPHNWHGLU� +RPR]LJRW
AH’de ise tedavi oldukça büyük sorundur. Diyetlerine
VDIUD WX]ODUÕ ED÷OD\DQ LODoODUÕQ HNOHQPHVL LOH L\L
VRQXoODU DOÕQGÕ÷Õ ELOGLULOPHNWHGLU� %X KDVWDODUGD
kolestiramin, kolestipol, lovastatin, nikotinik asit gibi
LODoODU NXOODQÕODELOPHNWHGLU� /'/ UHVHSW|U DNWLYLWHVL
çok az olan olgularda kombine ilaç tedavisi
|QHULOPHNWHGLU� 'L\HW YH LODo X\JXODPDVÕQD D] \DQÕW
YHUHQ ROJXODUGD� NROHVWHURO� G�ú�UPHGH HQ \DUDUOÕ YH
J�YHQLOLU \|QWHPOHUGHQ ELUL GH SOD]PD GH÷LúLPL YH\D
/'/ DIHUH]LVLGLU� .DUDFL÷HU WUDQVSODQWDV\RQX LVH
KHSDWLN /'/�UHVHSW|UOHULQLQ HNVLNOL÷LQL G�]HOWHUHN
QRUPDOH \DNÕQ ELU NROHVWHURO G�]H\L
VD÷OD\DELOPHNWHGLU�

Her ne kadar bu önlemler aorta-koroner
DWHURVNOHUR]XQ JHOLúPH KÕ]ÕQÕ \DYDúODWÕUVD GD NRURQHU
RVWLDO VWHQR] JHOLúHQ ROJXODUGD NRURQHU DUWHU E\SDV
JLULúLPL YH LOHUL ILEUR]LV JHOLúPLú LVH DRUW NDSDN
UHSODVPDQÕ JHUHNHELOPHNWHGLU ����������
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