
Genetic Testing

:LWK WKH JURZWK LQ SXEOLF DZDUHQHVV RI $O]KHLPHU¶V GLVHDVH DQG RWKHU GHPHQWLDV� PDQ\
SHRSOH KDYH TXHVWLRQV DERXW WKH JHQHWLFV WKDW GULYH GLVHDVH DQG WKH YDOXH RI JHQHWLF
WHVWLQJ IRU $O]KHLPHU¶V RU RWKHU GHPHQWLD ULVN RU WKH QHHG WR XQGHUVWDQG JHQHWLFV LQ
RUGHU WR PDNH WUHDWPHQW GHFLVLRQV�
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ULVN RI FRJQLWLYH GHFOLQH DQG SRVVLEO\ GHPHQWLD E\ DGRSWLQJ KHDOWKLHU KDELWV WKDW VXSSRUW
FDUGLRYDVFXODU KHDOWK DQG RWKHU KHDOWK IDFWRUV� VXFK DV HDWLQJ D KHDUW KHDOWK\ GLHW�
HQJDJLQJ LQ SK\VLFDO DFWLYLW\� LPSURYLQJ VOHHSLQJ KDELWV� DQG
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,QGLYLGXDOV ZKR DUH FRQVLGHULQJ JHQHWLF WHVWLQJ IRU DQ\ UHDVRQ VKRXOG UHFHLYH JHQHWLF
FRXQVHOLQJ EHIRUH D WHVW LV RUGHUHG DQG ZKHQ WKH UHVXOWV DUH REWDLQHG� $ JHQHWLF
FRXQVHORU FDQ KHOS PDNH DQ LQIRUPHG GHFLVLRQ DERXW WHVWLQJ DQG FDQ LQWHUSUHW WKH
UHVXOWV DQG KHOS QDYLJDWH QH[W VWHSV� $ JHQHWLF FRXQVHORU PD\ EH IRXQG WKURXJK WKH
1DWLRQDO 6RFLHW\ RI *HQHWLF &RXQVHORUV �QVJF�RUJ��

Background Information About Risk Genes And Deterministic Genes
7KH FDXVH RI $O]KHLPHU¶V GLVHDVH UHPDLQV XQNQRZQ� EXW VRPH ULVN IDFWRUV ±
FKDUDFWHULVWLFV WKDW LQFUHDVH WKH LQFLGHQFH RI WKH GLVHDVH ± KDYH EHHQ LGHQWLILHG� 7KH
JUHDWHVW ULVN IDFWRU IRU $O]KHLPHU¶V GLVHDVH LV DJH� ZLWK IHPDOHV KDYLQJ D JUHDWHU ULVN
IRU $' WKDQ PDOHV�

6FLHQWLVWV KDYH IRXQG WKDW JHQHWLFV DUH D FRQWULEXWLQJ IDFWRU LQ $O]KHLPHU¶V GLVHDVH�
*HQHWLFV UHODWHG WR $O]KHLPHU¶V FDQ EH FRQVLGHUHG WZR PDMRU FDWHJRULHV� ULVN JHQHV
DQG GHWHUPLQLVWLF JHQHV� 5LVN JHQHV LQFUHDVH WKH OLNHOLKRRG RI GHYHORSLQJ D GLVHDVH�
EXW GR QRW JXDUDQWHH LW ZLOO KDSSHQ� 'HWHUPLQLVWLF JHQHV GLUHFWO\ FDXVH D GLVHDVH� WKH\
YLUWXDOO\ JXDUDQWHH WKDW DQ\RQH ZKR LQKHULWV RQH ZLOO GHYHORS WKH GLVRUGHU LI WKH\ OLYH WR
WKH HVWLPDWHG DJH RI RQVHW�
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)DPLOLHV ZLWK 'RPLQDQWO\ ,QKHULWHG $O]KHLPHU¶V GLVHDVH DUH XVXDOO\ ZHOO DZDUH RI WKHLU
XQXVXDO KLVWRU\ ZLWK WKH GLVHDVH� DV DERXW ��� RI WKH SHRSOH LQ WKH IDPLO\ WUHH
GHYHORS $O]KHLPHU¶V� XVXDOO\ EHIRUH DJH �� DQG TXLWH RIWHQ DW D PXFK \RXQJHU DJH�
)RU PHPEHUV RI WKHVH UDUH IDPLOLHV� D JHQHWLF WHVW FRXOG LQGLFDWH ZKHWKHU DQ LQGLYLGXDO
FDUULHV WKH JHQH PXWDWLRQ DQG ZLOO GHYHORS WKH GLVHDVH� 6RPH PHPEHUV RI WKHVH
IDPLOLHV PD\ ZLVK WR NQRZ WKHLU JHQHWLF VWDWXV �IRU SODQQLQJ DQG GHFLVLRQ� PDNLQJ�� EXW
RWKHUV PD\ QRW� )RU LQGLYLGXDOV IURP IDPLOLHV LQ ZKLFK GHPHQWLD LV RI WKH ODWH�RQVHW
W\SH� RU LQ ZKLFK WKHUH LV RQO\ RQH DGGLWLRQDO DIIHFWHG LQGLYLGXDO� VFUHHQLQJ IRU WKH
GHWHUPLQLVWLF JHQHV LV QRW UHFRPPHQGHG�
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