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+��� ,GLRSDWKLF�$UWHULDO� &DOFL¿FDWLRQ� RI� ,QIDQF\�� �$�&DVH�5HSRUW�:LWK� 3RVWPRUWHP�
Computed Tomography (PMCT) and Histologic Findings

Zabiullah Ali, MD*, OCME, 900 W Baltimore Street, Baltimore, MD 21223; Pamela E. Southall, MD, OCME Baltimore, 900 W 
Baltimore Street, Baltimore, MD 21223; and David R. Fowler, MD, OCME, 900 W Baltimore Street, Baltimore, MD 21223

$IWHU�DWWHQGLQJ�WKLV�SUHVHQWDWLRQ��DWWHQGHHV�ZLOO�XQGHUVWDQG�WKH�UDUH�JHQHWLF�GLVRUGHU�RI�,GLRSDWKLF�$UWHULDO�&DOFL¿FDWLRQ�RI�,QIDQF\�
�,$&,��DQG�DGYDQFHG�UDGLRJUDSKLF��JURVV��DQG�KLVWRORJLF�¿QGLQJV�

This presentation will impact the forensic science community by describing the different pathological and clinical diagnostic 

modalities and by increasing awareness of this rare genetic disorder.

7KLV�SUHVHQWDWLRQ�UHSRUWV�WKH�3RVWPRUWHP�&RPSXWHG�7RPRJUDSK\��30&7��DQG�KLVWRORJLF�¿QGLQJV�RI�,$&,��D�UDUH�JHQHWLF�GLVRUGHU�
ZLWK� DSSUR[LPDWHO\� ���� FDVHV� UHSRUWHG� LQ� WKH� OLWHUDWXUH�� � ,$&,� LV� FKDUDFWHUL]HG� E\� H[WHQVLYH� JHQHUDOL]HG� DUWHULDO� FDOFL¿FDWLRQ� DQG�
LQWLPDO�SUROLIHUDWLRQ�RI�ODUJH��DQG�PHGLXP�VL]HG�DUWHULHV���,Q�����RI�FDVHV��WKH�DIIHFWHG�LQIDQWV�DUH�HLWKHU�KRPR]\JRXV�RU�FRPSRXQG�
KHWHUR]\JRXV�IRU�DQ�(FWRQXFOHRWLGHS\URSKRVSKDWDVH�3KRVSKRGLHVWHUDVH����(133���JHQH�PXWDWLRQ���(133��LV�D�FHOO�VXUIDFH�HQ]\PH�WKDW�
JHQHUDWHV�H[WUDFHOOXODU�S\URSKRVSKDWH��ZKLFK�UHJXODWHV�YDVFXODU�VPRRWK�PXVFOH�GLIIHUHQWLDWLRQ�DQG�LQKLELWV�VRIW�WLVVXH�FDOFL¿FDWLRQ���7KH�
critical vascular stenosis and reduced vessel compliance in IACI causes severe heart failure with hydrops fetalis, hypertension, postnatal 

FDUGLRPHJDO\�� UHVSLUDWRU\�IDLOXUH��DQG�P\RFDUGLDO� LQIDUFWLRQ�� �0RVW�DIIHFWHG� LQIDQWV�DUH�GLDJQRVHG�DW�DXWRSV\�� � In utero diagnosis of 

,$&,�LV�EDVHG�RQ�WKH�SUHVHQFH�RI�G\VWURSKLF�FDOFL¿FDWLRQV�E\�IHWDO�HFKRFDUGLRJUDSK\�� �$OWKRXJK�VHYHUDO�FDVHV�RI�SURORQJHG�VXUYLYDO�
with persistent cardiovascular sequelae have been reported, the majority of affected infants will not survive beyond six months of age, 

especially when coronary arteries are involved.  Although a curative treatment for IACI and medical management of cardiovascular 

effects has generally been unsuccessful, the use of prostaglandin E1 and bisphosphonate such as etidronate, a chelating agent, have been 

XVHG�WR�WUHDW�K\SHUWHQVLRQ�DQG�WR�SUHYHQW�DQG�UHGXFH�IXUWKHU�DUWHULDO�FDOFL¿FDWLRQ��UHVSHFWLYHO\���,Q�DGGLWLRQ��VSRQWDQHRXV�UHPLVVLRQ�RI�
the disorder has been reported. 

$Q�LQIDQW�ZDV�WKH�¿UVW�ERUQ�WR�DQ����\HDU�ROG�&DXFDVLDQ�IHPDOH�DW����ZHHNV�DQG���GD\V�JHVWDWLRQ���7KH�SUHQDWDO�FDUH��ZKLFK�VWDUWHG�
DW����ZHHNV�JHVWDWLRQ��ZDV�UHSRUWHGO\�XQUHPDUNDEOH���)DPLO\�KLVWRU\�ZDV�UHPDUNDEOH�IRU�WKUHH�PLVFDUULDJHV�LQYROYLQJ�KHU�SDWHUQDO�KDOI�
EURWKHU��D�QHRQDWDO�GHDWK�WR�D�SDWHUQDO�DXQW��DQG�D�PDWHUQDO�DXQW�ZLWK�WZR�PLVFDUULDJHV���7KH�EDE\�ZDV�ERUQ�YDJLQDOO\�ZLWK�VRPH�GLI¿FXOW\�
LQ�H[WUDFWLRQ�ZLWK�OHIW�VKRXOGHU�G\VWRFLD�DQG�DV\PPHWULF�0RUR�UHÀH[���7KH�DUP�PRYHPHQW�UDSLGO\�LPSURYHG��EXW�VKH�VWLOO�KDG�DV\PPHWULF�
0RUR�UHÀH[�DW�WKH�WLPH�RI�GLVFKDUJH�WZR�GD\V�DIWHU�GHOLYHU\���7KH�SRVW�GLVFKDUJH�FRXUVH�ZDV�XQUHPDUNDEOH�ZLWK�QRUPDO�IHHGLQJ�DQG�
weight gain.  Two days before her death, she was noticed to be more restless and fussy and appeared to be straining and stretching her 

legs, but her feeding was still normal.  She was found unresponsive on the 20th day of her life. 

$V�SHU�URXWLQH�SURWRFRO��D�IXOO�ERG\�30&7�ZDV�SHUIRUPHG�DW�WKH�2I¿FH�RI�WKH�&KLHI�0HGLFDO�([DPLQHU�LQ�%DOWLPRUH��ZKLFK�VKRZHG�
H[WHQVLYH�ELODWHUDO�FDOFL¿FDWLRQ�RI�WKH�IROORZLQJ�DUWHULHV�� �FDURWLG�DQG�LWV�IDFLDO�EUDQFKHV��VXEFODYLDQ��D[LOODU\��EUDFKLDO��XOQDU��UDGLDO��
aorta, all coronaries, main pulmonary and distal branches, intercostal branches, mesenteric, splenic, renal, common iliac, internal and 

H[WHUQDO�LOLDF��IHPRUDO��DQG�WLELDO���$GGLWLRQDOO\��VLJQL¿FDQW�FDUGLRPHJDO\�ZLWK�GLODWHG�FKDPEHUV�ZDV�QRWHG��
The gross examination showed a normally developed female infant, weighing 2,500 grams and approximately 52cm long.  The 

UHYLHZ�RI�RUJDQ�V\VWHPV�ZDV�UHPDUNDEOH�IRU�KHSDWRVSOHQRPHJDO\��SDOSDEOH�FDOFL¿FDWLRQV�WKURXJKRXW�WKH�YDVFXODU�V\VWHP��FDUGLRPHJDO\�
(42 grams, normal predicted weight 24 grams), four chamber dilatation, and bilateral remote cerebellar infarcts. 

+LVWRORJLF�VHFWLRQV�RI�WKH�FDUGLRYDVFXODU�V\VWHP�VKRZHG�ELYHQWULFXODU�FLUFXPIHUHQWLDO�VXEHQGRFDUGLDO�DFXWH�LQIDUFWLRQ�ZLWK�ZDY\�
DQG�K\SHUHRVLQRSKLOLF�¿EHUV�DQG�DFXWH�LQÀDPPDWRU\�LQ¿OWUDWHV��GLIIXVH�FDOFL¿FDWLRQ�RI�LQWHUQDO�HODVWLF�ODPLQDH�DQG�VLJQL¿FDQW�OXPLQDO�
QDUURZLQJ�ZLWK�LQWLPDO�SUROLIHUDWLRQ�LQ�DOO�WKUHH�FRURQDU\�DUWHULHV��FDOFL¿HG�LQWLPDO�SODTXHV��DQG�FDOFL¿FDWLRQ�RI�LQWHUQDO�HODVWLF�ODPLQD�
ZLWK�PDUNHG�LQWLPDO�SUROLIHUDWLRQ���0LFURVFRSLF�VHFWLRQV�RI�WKH�OXQJV�VKRZHG�GLIIXVH�FDOFL¿FDWLRQ�RI�LQWHUQDO�HODVWLF�ODPLQDH�RI�ODUJH��
DQG�PHGLXP�VL]HG�SXOPRQDU\� DUWHULHV� DQG� LQWLPDO� SUROLIHUDWLRQ�� �7KH� UHYLHZ�RI� RWKHU� RUJDQ� V\VWHPV�ZDV� XQUHPDUNDEOH�� H[FHSW� IRU�
FDOFL¿FDWLRQV�RI�SHULDGUHQDO�DQG�SHULODU\QJHDO�VPDOO�YHVVHOV���7KH�FDXVH�RI�GHDWK�ZDV�FHUWL¿HG�DV�FDUGLDF�DUUK\WKPLD�GXH�WR�,$&,��

Early screening and genetic counseling are recommended in future pregnancies of all affected families. 
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