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�LP��7KLV�D�WLFOH��HSR�WV�D�FODVVLF�FDVH�RI�K�SRKLG�RWLF�
HFWRGH�PDO� G�VSODVLD� D�G� DLPV� DW� S�R�LGL�J� D� �H�LH��
S�LPD�LO��R��DHWLRORJ��D�G�WKH�IDFWR�V�WR�EH�FR�VLGH�HG�
�KLOH�GLDJ�RVL�J�WKLV�GLVR�GH��

6�PPDU���(FWRGH�PDO�G�VSODVLD��(���LV�D��D�H�JH�HWLF�
GLVR�GH�� FKD�DFWH�LVWLFDOO�� DIIHFWL�J� WKH� HFWRGH�PDO�
GH�L�DWL�HV� D�G� FDXVL�J� W�R� R��PR�H� RI� WKH� IROOR�L�J�
IHDWX�HV�� 7�LFKRG�VSODVLD� �KDL�� G�VSODVLD��� �H�WDO�
G�VSODVLD�� 2��FKRG�VSODVLD� ��DLO� G�VSODVLD�� D�G�
��VKLG�RVLV�� +�SRKLG�RWLF� HD�OLH�� FDOOHG� DV� D�KLG�RWLF�
�+(���D�G�KLG�RWLF�D�H� WKH� W�R�PDL��FOL�LFDO� IR�PV�RI�
(���+H�H��D�FDVH�RI�����HD��ROG�PDOH�PD�LIHVWL�J�DV�IXOO�
EOR���K�SRKLG�RWLF�(��LV�S�HVH�WHG�

���������� Ectodermal� dysplasia,� hypohidro�c,� dental�
����������
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7R�FLWH��6X��D�DR����.DGDP�&��1DVL�XGGL��0��3DL��
+�SRKLG�RWLF� HFWRGH�PDO� G�VSODVLD�� �� FDVH� �HSR�W��
�VLD��-�2�DO�+OWK��OOLHG�6FL�������������������

7KX�PD�� L�� ����� GHVF�LEHG� D� FDVH� RI� KH�HGLWD���
V��G�RPH� S�HVH�WL�J� DV� VSD�VH� KDL��� G��� VNL�� D�G�
missing� teethin� two� male� �rst� cousins� and� their�
PDWH��DO� J�D�GPRWKH������6LPLOD��FDVHV��H�H� �HSR�WHG�
L�� ����� D�G� ����� E�� �XLOIR�G� D�G� +XWFKL�VR���
�HVSHFWL�HO��� :HHFK� L�� ����� L�W�RGXFHG� WKH� WH�P�
KH�HGLWD���HFWRGH�PDO�G�VSODVLD�D�G�FDOOHG�WKRVH��LWK�
L�DELOLW�� WR� SH�VSL�H� DV� �D�KLG�RWLF��� )HOVKH�� �������
VWXGLHG�WKDW�D�KLG�RWLF�IR�PV�D�H��RW�GH�RLG�RI�V�HDW�
JOD�G�� VR� KH� FRL�HG� WKH� WH�P� �K�SRKLG�RWLF�� L�VWHDG�
RI� D�KLG�RWLF����7KH� S�H�DOH�FH� RI� (��� LV� HVWLPDWHG�
WR�EH�VH�H��FDVHV��������EL�WKV��D�G�WKH�L�FLGH�FH�RI�
WKH�FD��LH�VLV�KLJKH���S�REDEO��D�RX�G������L����������
�RPH����0DMR�LW�� RI� FDVHV� RI� K�SRKLG�RWLF� (�� D�H�
W�D�VPLWWHG� DV� ;�OL�NHG� �HFHVVL�H� W�DLW� �;/+(��� L��
�KLFK�WKH�JH�H�LV�FD��LHG�E��WKH�IHPDOH�D�G�PD�LIHVWHG�
L�� WKH� PDOH�� +R�H�H��� DXWRVRPDO� GRPL�D�W� D�G�
�HFHVVL�H�PRGH�RI�L�KH�LWD�FH�KD�H�DOVR�EHH���HSR�WHG�
L��IH��IDPLOLHV��

7KH� JH�H� �HVSR�VLEOH� IR�� ;/+(�� LV� (���
�HFWRG�VSODVL�����JH�H�ORFDWHG�DW�;T��T�����FRGL�J�IR��
D�W�D�VPHPE�D�H�S�RWHL��H�S�HVVHG�E��NH�DWL�RF�WHV��
KDL�� IROOLFOHV�� WHHWK�� D�G� V�HDW� JOD�GV�� (SLWKHOLDO�
PHVH�FK�PDO�VLJ�DOL�J�LV�DIIHFWHG�E��WKLV�JH�H��KLFK�
OHDGV�WR�WKH�FOL�LFDO�DVSHFWV�RI�WKH�GLVR�GH�����The��rst�
classi�cation� system� of� the� EDAs�was� proposed� by�
)�HL�H� 0DLD� D�G� 3L�KHL�R� L�� ������ �LWK� DGGLWLR�DO�
L�SXWV�L�������D�G�������

(�� PD�LIHVWV� DV� FRPEL�DWLR�� RI� IROOR�L�J� GHIHFWV��
(���� 7�LFKRG�VSODVLD� �KDL�� G�VSODVLD��� (���� �H�WDO�
G�VSODVLD�� (���� 2��FKRG�VSODVLD� ��DLO� G�VSODVLD���
D�G� (������VKLG�RVLV� �V�HDW� JOD�G� G�VSODVLD����7KH�
classi�cation�included�the�following�groups:�

��RXS����GLVR�GH�V�PD�LIHVWHG�E��GHIHFWV� L��DW� OHDVW�

(FWRGH�PDO�G�VSODVLD��(����PD��KD�H�EHH���HFR�GHG�
DV� HD�O�� DV� ����� E�� �D���� ,�� ������ :HGGH�EX���
GRFXPH�WHG�HFWRGH�PDO�G�VSODVLD��GHVF�LEL�J�D�FDVH�RI�
���+L�GX�PDOH�IDPLO��PHPEH�V�L��D�OHWWH��WR�&KD�OHV�
�D��L���
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W�R� RI� WKH� IRX�� FODVVLF� HFWRGH�PDO� VW�XFWX�HV� DV�
PH�WLR�HG�DER�H���LWK�R���LWKRXW�RWKH��GHIHFWV�D�G�

��RXS� %�� GLVR�GH�V� PD�LIHVWHG� E�� D� GHIHFW� L�� R�H�
FODVVLF� HFWRGH�PDO� VW�XFWX�H� ����� I�RP� DER�H�� L��
FRPEL�DWLR���LWK�����D�GHIHFW�L��R�H�RWKH��HFWRGH�PDO�
VW�XFWX�H��L�H���HD�V��OLSV��GH�PDWRJO�SKLFV���

%DVHG�R��WKH�S�LPD���(��GHIHFWV��IROOR�L�J�FR�VWLWXWH�
WKH� GLIIH�H�W� FDWHJR�LHV� RI� HFWRGH�PDO� G�VSODVLDV��
6XEJ�RXS����������6XEJ�RXS��������6XEJ�RXS��������
6XEJ�RXS�������6XEJ�RXS������6XEJ�RXS������6XEJ�RXS�
�������6XEJ�RXS������6XEJ�RXS������6XEJ�RXS����D�G�
6XEJ�RXS����)�RP�DPR�JVW�DER�H��WKLV�FDVH�EHOR�JV�WR�
VXEJ�RXS�������

Patho-physiological�classi�cation�of�ED�was�given�by�
/DPD�WL�H�L�������EDVHG�R��IROOR�L�J�GHIHFWV������&HOO�
WR�FHOO�FRPPX�LFDWLR��D�G�VLJ�DOL�J������DGKHVLR�������
development� and� (4)� other.� Functional� classi�cation�
RI� (�� L�FOXGHG� WKH� IROOR�L�J� �� J�RXSV�� ���� �HIHFWV�
L�� GH�HORSPH�WDO� �HJXODWLR��HSLWKHOLDO�PHVH�FK�PDO�
L�WH�DFWLR�� PD�LIHVWL�J� DV� �SX�H�� (�V�� �LWK� OR�H�
L��RO�HPH�W� RI� HFWRGH�PDO� GH�L�DWL�HV� D�G� PDMR��
VNHOHWDO� L��RO�HPH�W��� D�G� ���� GHIHFWV� L�� HFWRGH�PDO�
VW�XFWX�DO�S�RWHL�V�DIIHFWL�J�F�WRVNHOHWR��PDL�WH�D�FH�
D�G� FHOO� VWDELOLW�� PD�LIHVWL�J� DV� � �GH�PDWRORJLF��
HFWRGH�PDO�G�VSODVLDV��LWK�DGGLWLR�DO�L��RO�HPH�W�RI�
WKH�HFWRGH�P�D�G�KLJKO��GLIIH�H�WLDWHG�HSLWKHOLXP����

7KH�IROOR�L�J�D�H�WKH�WK�HH�PRVW��HFRJ�L�HG�HFWRGH�PDO�
G�VSODVLD�V��G�RPHV��IDOOL�J�L�WR�WKH�VXEJ�RXS�������
���DV�WKH��VKR��IHDWX�HV�I�RP�DOO�IRX��RI�WKH�S�LPD���
HFWRGH�PDO� G�VSODVLD� GHIHFWV� L�� DVVRFLDWLR�� �LWK�
RWKH�� D�RPDOLHV�� (FW�RGDFW�O��HFWRGH�PDO� G�VSODVLD�
FOHIWL�J� V��G�RPH� �((&��� 5DSS�+RGJNL�� +(��� D�G�
��N�OREOHSKD�R��� HFWRGH�PDO�GHIHFWV��FOHIW� OLS�SDODWH�
��(&��R��+D��:HOOV�V��G�RPH��

+(�� LV� FKD�DFWH�L�HG� E�� DE�R�PDOLWLHV� FRPS�LVL�J�
VSD�VH�KDL���K�SRW�LFKRVLV���DE�R�PDO�R��PLVVL�J�WHHWK�
�K�SRGR�WLD� R�� D�RGR�WLD��� D�G� D�� L�DELOLW�� WR� V�HDW�
�K�SRKLG�RVLV�R��D�KLG�RVLV���

2�DO�PD�LIHVWDWLR�V�RI�+(��D�H�RI�SD�WLFXOD��L�WH�HVW�
WR� WKH� GH�WLVW�� EHFDXVH� SDWLH�WV� �LWK� WKLV� GLVR�GH��
L��D�LDEO��KD�H�PLVVL�J�R��PDOIR�PHG�WHHWK��DIIHFWL�J�
ERWK�WKH�S�LPD���D�G�SH�PD�H�W�GH�WLWLR����KLFK�FD��
pose�a�signi�cant�challenge�to�the�dentist�in�restoring�
IR�P�D�G�IX�FWLR��RI�WKH�GH�WLWLR����,��DGGLWLR���WKH�H�
PD��EH�L��RO�HPH�W�RI�RWKH��VW�XFWX�HV�RI�HFWRGH�PDO�

R�LJL��� H�J��� HD�V�� H�HV�� OLSV�� PXFRXV� PHPE�D�H� RI�
PRXWK� D�G� �RVH�� FH�W�DO� �H��RXV� V�VWHP���HIHFWV� L��
WLVVXHV�GH�L�HG�I�RP�RWKH��HPE��R�LF�OD�H�V�PD��DOVR�
EH�REVH��HG���7KH�GLVR�GH��PD�LIHVWV�L��LWV�IXOO�EOR���
IR�P� L�� DIIHFWHG� PDOHV� �KLOH� IHPDOH� FD��LH�V� PD��
PD�LIHVW�IH����R�H�R��DOO�RI�WKH�V�PSWRPV�L���D�LDEOH�
GLVW�LEXWLR���

7KH� GLDJ�RVLV� RI� HFWRGH�PDO� G�VSODVLD� LV� EDVHG�
S�L�FLSDOO�� R���&OL�LFDO� KLVWR��� DV� X�JXOD� G�VW�RSK���
K�SRW�LFKRVLV�� D�RGR�WLD�� ROLJRGR�WLD�� K�SRGR�WLD��
+LVWRSDWKRORJ��RI� WKH�VNL��ELRSV��VKR�L�J��HGXFWLR��
L��SLORVHEDFHRX�VX�LWV�D�G�V�HDW�JOD�GV���(�DPL�DWLR��
of�hair�showing�thin,�sparse,�brittle�and��ne�hair�with��
distorted,� bi�d,� or� small� hair� bulbs� and�microscopic�
�ndings� of� little� pigmentation� in� the� hair� shaft� and�
GLVFR�WL�XLW��RI�WKH�PHGXOOD�R�D��ED��FRGH��DSSHD�D�FH�
�KH�� PHGXOOD� LV� S�HVH�W��� GH�WDOG�VPR�SKLD� D�G�
DJH�HVLV�VHH��R��SD�R�DPLF�DGLRJ�DSK���D�G�PROHFXOD��
JH�HWLF�D�DO�VLV�

��6��5���57

������HD��ROG�PDOH�SDWLH�W��HSR�WHG��LWK�D�FRPSODL�W�
RI� VH�H�DO� PLVVL�J� WHHWK� D�G� VH�H�H� L�WROH�D�FH� WR�
KHDW�VL�FH�KLV�FKLOGKRRG��7KH�H��DV��R�KLVWR���RI�D���
V�VWHPLF� GLVHDVH�� 1R�H� RI� KLV� IDPLO�� PHPEH�V� KDG�
VLPLOD��KLVWR����(�DPL�DWLR���H�HDOHG�W�SLFDO�IHDWX�HV�
RI� HFWRGH�PDO� G�VSODVLD�� VXEJ�RXS� ������� )�R�WDO�
ERVVL�J��GHS�HVVHG� �DVDO�E�LGJH� �)LJ���������� VFD�FH�
KDL��R�H��WKH�VFDOS��)LJ������H�HE�R�V�D�G�H�HODVKHV��

�KH�HDV�� KDL�� �H�H� DOPRVW� DEVH�W� R�H�� KLV� W�X�N��

�L��UH����:UL�NOH���UR�����NL��DUR����W�H�H�H��D���PR�W�
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KD�GV� D�G� OHJ� �)LJ�������I���6NL�� VKR�HG���L�NOL�J�
SD�WLFXOD�O�� L�� WKH� SH�LR�DO� D�G� SH�LR�ELWDO� D�HDV� D�G�
K�SH�SLJPH�WDWLR��� 7KH�H� �DV� JH�H�DOL�HG� G���HVV�
D�G��RXJK�HVV�RI�WKH�VNL���1DLOV�DSSHD�HG��R�PDO�

,�W�D�R�DO� H�DPL�DWLR�� �H�HDOHG� VH�H�DO� PLVVL�J�
WHHWK��7KH�WHHWK�S�HVH�W��H�H�R�H���HWDL�HG�GHFLGXRXV�
PD�LOOD���VHFR�G�PROD�V��SH�PD�H�W�PD�LOOD���FH�W�DO�
incisors�(Fig.�6),�permanent�maxillary��rst�molars�and�
permanent� mandibular� �rst� molars� (Fig.� 7).� Central�
L�FLVR�V��H�H�FR�LFDO�L��VKDSH��7KH�DO�HROD��ER�H��DV�
de�cient�and�the�ridges�were�narrow�and�thinned�(Fig.�
����7KLV�PLJKW�EH�DWW�LEXWDEOH�WR�WKH�DEVH�FH�RI�WHHWK��
7KHVH�FOL�LFDO�IHDWX�HV��H�H�VXSSR�WL�H�L��GLDJ�RVL�J�
K�SRKLG�RWLF�HFWRGH�PDO�G�VSODVLD�

Figure�2:Concave�pro�le�with�frontal�bossing�and�saddle�nose.

Figure�3:��Sparse,��ne�scalp�hair.

�Figure�4:�Absence�of�hair�over�chest�and�hands

Figure�5:��Absence�of�hair�over�legs

��L��UH�����D�LOODU��ROL�R�R�WLD
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(FWRGH�PDO� G�VSODVLDV� D�H� D� J�RXS� RI� L�KH�LWHG�
GLVR�GH�V� FKD�DFWH�L�HG�E�� G�VSODVLD�RI� HFWRGH�PDOO��
R�LJL�DWHG�WLVVXHV��,W�KDV�S�H�DOH�FH�RI�DSS�R�LPDWHO��
����������� OL�H� EL�WKV��� FDXVHG� E�� JH�HWLF� GHIHFWV� L��
HFWRG�VSODVL��VLJ�DO�W�D�VGXFWLR��SDWK�D�V�ORFDWHG�DW�
;T��T������

7R� GDWH��PR�H� WKD������ GLVWL�FW� GLVR�GH�V�KD�H� EHH��
GHVF�LEHG�� PRVW� FRPPR�� EHL�J� ;�OL�NH� G�HFHVVL�H�
+(�� �&K�LVW� 6LHPH�V� 7RX�DL�H� V��G�RPH�� D�G�
KLG�RWLF� (��� �&ORXVWR�� V��G�RPH���� &ORXVWR���
in� 1929,� �rst� described� the� hidrotic� variant� with�
K�SRW�LFKRVLV�� X�JXDO� G�VW�RSK�� D�G� K�SH�NH�DWRVLV�
RI� WKH� SDOPV� D�G� VROHV��� 6H�H�DO� JH�HWLF� PXWDWLR�V�
FD�� OHDG� WR� +(��� (��� JH�H� �KLFK� FRGHV� D� OLJD�G�
HFWRG�VSODVL������ �(�������� (��5� JH�H�� FRGL�J�
IR�� HFWRG�VSODVL������ �HFHSWR��� (��5���� JH�H��
FR�FH��HG��LWK�S�RJ�DPPL�J�WKH�VW�XFWX�H�RI�(��5�
DVVRFLDWHG� GHDWK� GRPDL�� S�RWHL�� D�G� 1(02� JH�H�
whose� protein� product,� NFκB� essential� modulator�
�1(02��� LV� �HFHVVD��� IR�� D�� L�GL�HFW� DFWL�DWLR��
of� nuclear� factor� κB� (NFκB).� All� genes� encoding�

components� of� the� TNFα-related� signaling� pathway�
L��RO�HG� L�� GLIIH�H�WLDWLR�� RI� VNL�� DSSH�GDJHV� D�H�
ORFDOL�HG�R��WKH�DXWRVRPHV���KLOH�(����D�G�1(02�
D�H�ORFDOL�HG�R��WKH�;�FK�RPRVRPH���%HL�J�D�JH�HWLF�
GHIHFW�� HFWRGH�PDO� G�VSODVLDV� PD�� EH� L�KH�LWHG� R��
SDVVHG� GR��� WKH� IDPLO�� OL�H�� ,�� VRPH� FDVHV� �DV� L��
RX��FDVH���KR�H�H���WKH��FD��RFFX��GXH�WR�D���������
PXWDWLR�� L�� SHRSOH� �LWKRXW� D� IDPLO�� KLVWR��� RI� WKH�
FR�GLWLR���

+(��LV�WKH�PRVW�FRPPR��SKH�RW�SH�D�G�LV�L�KH�LWHG�
L�� D�� ;�OL�NHG� �HFHVVL�H�� DXWRVRPDO� GRPL�D�W� R��
DXWRVRPDO� �HFHVVL�H� PD��H��� ;�OL�NHG� �HFHVVL�H�
L�KH�LWD�FH�LV�S�HVH�W�LV�DERXW�����RI�L�GL�LGXDOV��LWK�
+(���7KH� �HPDL�GH�� ����� KDV� HLWKH�� WKH� DXWRVRPDO�
�HFHVVL�H� R�� DXWRVRPDO� GRPL�D�W� L�KH�LWD�FH���� ,W�
KDV� IXOO� H�S�HVVLR�� R�O�� L�� PH��� &OL�LFDO� GLDJ�RVLV�
is� dif�cult� in� female� carriers� due� to� insigni�cant�
S�HVH�WDWLR�� R�� �D�LDEOH� S�HVH�WDWLR�� RI� GLVR�GH�� L��
PRVW�FDVHV������+HWH�R��JRXV� IHPDOHV�IR��WKH�;/+(��
JH�H�PD��VKR��PL�R��R���R�FOL�LFDO� H�LGH�FH�RI� WKH�
GLVR�GH���GXH�WR��D�GRP�L�DFWL�DWLR��RI�R�H�RI�WKH�W�R�
;� FK�RPRVRPHV� GX�L�J� HPE��RJH�HVLV� �OLR�L�DWLR��
/�R��V� SKH�RPH�R��� OHDGL�J� WR� W�R� GLVWL�FW� FHOO�
OL�HV����

+(��LV�FKD�DFWH�L�HG�E��FODVVLFDO�W�LDG�RI�K�SRGR�WLD��
K�SRW�LFKRVLV�� D�G� K�SRKLG�RVLV�� 3DWLH�WV� S�HVH�W�
�LWK� G��� VFDO�� VNL��� X�H�SODL�HG� S��H�LD� D�G� KHDW�
L�WROH�D�FH� WR� K�SRKLG�RVLV� GXH� WR� WKHL�� GLPL�LVKHG�
DELOLW�� WR� V�HDW�� DVVRFLDWHG� �LWK�� L�� FH�WDL�� FDVHV��
DEVH�FH�RI�PXFRXV�JOD�G�L��WKH�HVRSKDJXV��GXRGH�XP��
E�R�FKL�D�G�WKH�XSSH���HVSL�DWR���W�DFW��7KH�H�PD��EH�
FRPSOHWH�DEVH�FH�RI�KDL��R�H��WKH�VFDOS�R�� LI�S�HVH�W��
may�be�sparse,�short,��ne�and�dry.�Hair�of�eyebrows�
D�G� H�HODVKHV� WH�G� WR� EH� VSD�VH�� /R�JLWXGL�DO�
grooving,� hair-shaft� torsion,� and� cuticle� ruf�ing� are�
WKH� DGGLWLR�DO� VW�XFWX�DO� KDL��VKDIW� DE�R�PDOLWLHV�
WKDW� FD�� EH� REVH��HG�� 7KH�H� LV� KLJK� S�H�DOH�FH� RI�
DWRSLF�HF�HPD�L��WKHVH�SDWLH�WV��,�GL�LGXDOV��LWK�WKLV�
GLVR�GH�� DOVR� FRPPR�O�� S�HVH�W� �LWK� VKR�W� VWDWX�H��
H�H�DE�R�PDOLWLHV��GHF�HDVHG�WHD�L�J��D�G�SKRWRSKRELD�
�LWK� �R�PDO� L�WHOOLJH�FH�� %�LWWOH� D�G� WKL�� �DLOV� R��
DE�R�PDO� �LGJL�J� RI� WKH� �DLOV�R�� J�RVVO�� GHIR�PHG�
�DLOV�HVSHFLDOO��L��WKH�KLG�RWLF�W�SH�D�H�RIWH��VHH�����(��
SDWLH�W�S�HVH�WV��LWKW�SLFDO�IDFLDO�IHDWX�HV�OLNH�I�R�WDO�
ERVVL�J��GHS�HVVHG��DVDO�E�LGJH��VX�NH��FKHHNV��K�SH��
SLJPH�WHG�VNL��D�RX�G�WKH�H�HV�D�G�PRXWK�D�G�OD�JH��
OR��VHW�HD�V���

Figure�7:�Mandibular�oligodontia

Figure�8:�Orthopantomogram�showing�oligodontia�with�severe�
alveolar�bone�de�ciency
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,�W�DR�DOO��� PXOWLSOH� PLVVL�J� WHHWK� HVSHFLDOO��
SH�PD�H�W� WHHWK��RRW�� D�G�F�R���G�VPR�SKLVP��VXFK�
as� conical� teeth)� and� reduced� salivary� �ow� is� seen.
7KH�PD�LOOD���FH�W�DO�L�FLVR�V��FD�L�HV��VHFR�G�PROD��
D�G�WKH�PD�GLEXOD��FD�L�HV�D�H�WKH�WHHWK�S�HVH�W�L��WKH�
GHFLGXRXV� GH�WLWLR�� L��PRVW� RI� WKH� FDVHV���0D�LOOD���
central� incisors,� followed� by� maxillary� �rst� molars�
and�mandibular��rst�molars�in�the�permanent�dentition�
�H�H� IRX�G� WR� EH� S�HVH�W� L�� PRVW� FDVHV� E�� �XFNHV�
HW� DO��0D�GLEXOD�� D�WH�LR�� WHHWK� �H�H� OHDVW� OLNHO�� WR�
EH� S�HVH�W����9H��� �D�HO��� R�H� R�� ERWK� MD�V� PD�� EH�
HGH�WXORXV��

7KH�FOL�LFDO�GLDJ�RVLV�RI�+(��LV�HDV���HVSHFLDOO��DIWH��
the��rst�year�of�life�when�medical�history�and�clinical�
�ndings�become�highly�characteristic.�However,� it� is�
LPSR�WD�W�WR�GHWH�PL�H�WKH�SDWWH���RI�L�KH�LWD�FH���IWH��
WKH�L�LWLDO�GLDJ�RVLV��WKH�SDWWH���RI�L�KH�LWD�FH�VKRXOG�
EH� GHWH�PL�HG�� VL�FH� ;�OL�NHG� KRPR��JRXV� PDOHV�
D�G� DXWRVRPDO� �HFHVVL�H� IR�PV� D�H� L�GLVWL�JXLVKDEOH�
SKH�RW�SLFDOO����OVR��H�DPL�DWLR��RI�WKH�RWKH��IDPLO��
members�should�be�done�to�help�de�ne�the�pattern�of�
inheritance�and��nd�if�any�of�the�members�is�a�carrier.
7KHVH�DER�H�VWHSV��RXOG�KHOS�L��HD�O��GLDJ�RVLV�D�G�
S�RPSW�W�HDWPH�W�SOD��L�J�RI�WKH�FR�GLWLR���

+(�� LV� PD�DJHG� V�PSWRPDWLFDOO�� WK�RXJK�
PXOWLGLVFLSOL�D��� DSS�RDFKHV� VXFK� DV� R�DO�
�HKDELOLWDWLR��� �HVWR�DWL�H�S�RFHGX�HV�� D�G� S�H�H�WLR��
RI��K�SH�WKH�PLD�GX�L�J�D���S�RFHGX�H�E��PDL�WDL�L�J�
FRRO� D�G� DPELH�W� WHPSH�DWX�H��� 3�RVWKRGR�WLF�
W�HDWPH�W� L�FOXGHV� IDE�LFDWLR�� RI� FRPSOHWH� R�� SD�WLDO�
removable�dentures,��xed�partial�dentures�or�implants�
(in�cases�where�suf�cient�bone�is�available).�The�latter�
W�HDWPH�W�LV�JDL�L�J��LGH�DFFHSWD�FH�DF�RVV�WKH��R�OG�
DV�LW�KDV�EHFRPH�PR�H�S�HGLFWDEOH��EHWWH��FRPSOLD�FH�
E��WKH�SDWLH�W�D�G�DIIR�GDEOH��

��1��86,�1

7KH� GLDJ�RVLV� RI�HFWRGH�PDO� G�VSODVLD� FD��EH� HDVLO��
PDGH�EDVHG�VROHO��XSR��WKH�FOL�LFDO�H�DPL�DWLR��RI�WKH�

L�GL�LGXDO��%HL�J�D�FR�JH�LWDO�JH�HWLF�GLVR�GH��� WKH�H�
LV��R�S�H�H�WL�H�PD�DJHPH�W�IR��LW��,W�LV�LPSR�WD�W�WR�
GLDJ�RVH�WKH�FR�GLWLR��HD�O��L��FKLOGKRRG�WR�LPS�R�H�
WKH� TXDOLW�� RI� OL�L�J� RI� WKRVH� DIIHFWHG�� �V� GH�WDO�
S�RIHVVLR�DOV�� HD�O�� PHDVX�HV� WR� LPS�R�H� DIIHFWHG�
IX�FWLR�V� RI�PDVWLFDWLR��� VSHHFK� �GXH� WR� ROLJRGR�WLD�
R�� LPSDL�HG� VDOL�D���JOD�G� IX�FWLR���D�G� DSSHD�D�FH�
VKRXOG� EH� LPSOHPH�WHG�� XOWLPDWHO�� OHDGL�J� WR�
SV�FKRORJLFDO��HOO�EHL�J�RI�WKH�SDWLH�W��
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