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H44 Intrauterine Liver Disease and Sudden Unexpected Infant Death:  Causally-
Related or Coincidence?

Peter J. Stephens, MD*, 100 Club Drive, Ste 135, Burnsville, NC 28714

$IWHU�DWWHQGLQJ�WKLV�SUHVHQWDWLRQ��DWWHQGHHV�ZLOO�XQGHUVWDQG�WKH�FRPSOH[LWLHV�RI�LQWUDXWHULQH�OLYHU�GLVHDVHV�DQG�VSHFL¿FDOO\�*HVWDWLRQDO�
$OORLPPXQH�/LYHU�'LVHDVH��*$/'��LQ�ZKLFK�WUDQVSODFHQWDO�PDWHUQDO�DQWLERGLHV�OHDG�WR�IHWDO�DQG�QHRQDWDO� OLYHU�GLVHDVH�ZLWK�KLJKO\�
variable clinical and histopathologic features.  Prior to recent understanding of the pathogenesis, liver transplantation was frequently 
required in order to save the lives of patients in whom the clinical diagnosis had been made antemortem.1,2  Attendees will be introduced 
WR�WKH�IRUHQVLF�VLJQL¿FDQFH�RI�WKLV�DQG�UHODWHG�LQWUDXWHULQH�OLYHU�GLVHDVH�DV�PLPLFV�RI�DEXVLYH�LQMXU\�DQG�ZLOO�XQGHUVWDQG�WKH�LPSRUWDQFH�
RI�PDNLQJ�D�FRUUHFW�GLDJQRVLV�

This presentation will impact the forensic science community by informing attendees of recent advances in the understanding of 
intrauterine and neonatal liver disease by discussion of three cases, all presenting as sudden unexpected infant death in which fathers 
ZHUH�FKDUJHG�RU�FRQYLFWHG�RI�PXUGHU���7KH�SUHVHQWDWLRQ�ZLOO�HPSKDVL]H�WKH�FOLQLFDO�IHDWXUHV�RI�WKH�GLVHDVH�DQG�LWV�KLVWRSDWKRORJLF�IHDWXUHV�
at autopsy.  It will discuss the differential diagnosis of gestational alloimmune liver disease in the face of sudden unexpected death in 
LQIDQF\�DQG�LWV�UROH�DV�D�QDWXUDO�GLVHDVH�PLPLFNLQJ�LQÀLFWHG�WUDXPD���)RUHQVLF�SDWKRORJLVWV�ZLOO�OHDUQ�RI�VLPSOH�DQG�LQH[SHQVLYH�ZD\V�RI�
FRQ¿UPLQJ�RU�H[FOXGLQJ�WKH�GLVHDVH�DW�DXWRSV\�LQ�FDVHV�RI�VXGGHQ�XQH[SHFWHG�LQIDQW�GHDWK�

6WXGLHV�RI�DEXVLYH�KHDG�LQMXU\�E\�LQYHVWLJDWRUV�LQ�YDULRXV�GLVFLSOLQHV�RYHU�WKH�SDVW�GHFDGH�KDYH�FRQ¿UPHG�WKH�SUHVHQFH�RI�QXPHURXV�
mimics of abusive head trauma.  These mimics include natural disease as well as accidental injury.  The differentiation of abusive trauma 
IURP�LWV�PLPLFV�LV�LQFUHDVLQJO\�LPSRUWDQW�LQ�WHUPV�RI�WKH�¿QDQFLDO�DQG�KXPDQ�FRVWV�WR�VRFLHW\�RI�WKH�OLWLJDWLRQ�DQG�LQFDUFHUDWLRQ�RI�WKH�
innocent.

Gestational liver disease has only been studied intensively for the last two decades and by relatively few institutions in the United 
States and Europe.  At the present time, the understanding is incomplete and much basic research needs to be done in various areas.

7KLV�SUHVHQWDWLRQ�ZLOO� GLVFXVV� WKH�GHWDLOV� RI� D� VHULHV� RI� WKUHH� DXWRSV\�FRQ¿UPHG�FDVHV�RI� LQWUDXWHULQH� OLYHU� GLVHDVH�ZKLFK�ZHUH�
DFFRPSDQLHG�E\�XQH[SHFWHG�GHDWK�XQGHU�XQXVXDO�FLUFXPVWDQFHV�LQ�WKH�¿UVW�WKUHH�PRQWKV�RI�OLIH���/HJDO�SURFHHGLQJV�LQ�WZR�RI�WKH�FDVHV�
UHVXOWHG�LQ�FRQYLFWLRQV�ZLWK�OHQJWK\�SULVRQ�WHUPV��WKH�WKLUG�UHVXOWHG�LQ�DFTXLWWDO���$IWHU�UHYLHZLQJ�WKH�¿UVW�RI�WKH�WKUHH�FDVHV��WKH�VHQVLWLYLW\�
to this diagnosis was heightened and two other cases were seen in the subsequent two-year period.  In two of the three patients, terminal 
cardiorespiratory arrest had precluded any clinical investigation and in the third case the clinicians did not entertain the diagnosis due 
to its protean clinical presentation, resulting in minimal investigation prior to autopsy.  In different published series, the clinical course 
RI�WKH�GLVHDVH�KDV�YDULHG�IURP�EHQLJQ�RU�YLUWXDOO\�DV\PSWRPDWLF�WR�UDSLGO\�OHWKDO���7KH�DVVRFLDWHG�OLYHU�¿QGLQJV�KDYH�DOVR�EHHQ�KLJKO\�
variable, ranging from little or no clinical evidence of liver disease with essentially normal liver histology through advanced liver disease 
with hepatic failure and/or cirrhosis.  Biochemical testing (liver function tests) are also highly variable and normal transaminase levels 
DUH�FRPPRQ���/LNHZLVH��EORRG�DPPRQLD�OHYHOV�DUH�YDULDEOH��

Abnormalities of iron metabolism appear to be the most common feature and prior to a decade ago was widely referred to generically 
DV�1HRQDWDO�+HPRFKURPDWRVLV��1+����7KH�KLVWRORJLFDO�KDOOPDUN�RI�1+�ZDV�W\SLFDOO\�UHJDUGHG�DV�DFFXPXODWLRQ�RI�VWRUDJH�LURQ�RXWVLGH�
WKH�UHWLFXORHQGRWKHOLDO�V\VWHP�DQG�LQ�HSLWKHOLDO�FHOOV�LQ�D�YDULHW\�RI�RUJDQV��KRZHYHU��UHWLFXORHQGRWKHOLDO�LURQ�PD\�EH�VHHQ�LQ�WKLV�GLVHDVH�
DQG�ZDV�WKH�NH\�LQLWLDO�¿QGLQJ�LQ�RQH�RI�WKHVH�WKUHH�FDVHV���7KH�EDVLF�FULWHULRQ�IRU�WKH�GLDJQRVLV�UHPDLQV�WKH�SUHVHQFH�RI�VWDLQDEOH�LURQ�LQ�
one or more of various epithelial tissues including liver, pancreas, thyroid, adrenal, and minor salivary glands. 

In cases of sudden unexpected death in infancy, there is typically inadequate time for clinical investigation and therefore the 
GLDJQRVLV�PXVW�EH�PDGH�RQ�WKH�EDVLV�RI�DXWRSV\�¿QGLQJV���7KHVH�¿QGLQJV�W\SLFDOO\�UHTXLUH�DQ�LQGH[�RI�VXVSLFLRQ�EXW�DUH�JHQHUDOO\�HDVLO\�
FRQ¿UPHG�LI�DSSURSULDWH�LURQ�VWDLQLQJ�LV�GRQH���7KLV�SUHVHQWDWLRQ�ZLOO�UHFRPPHQG�URXWLQH�LURQ�VWDLQLQJ�RI�OLYHU��SDQFUHDV��WK\URLG��DQG�
DGUHQDO�PHGXOOD�LQ�DOO�LQIDQWV�XQGHU�VL[�PRQWKV�RI�DJH���(YHQ�ZKHQ�WKH�FRUUHFW�GLDJQRVLV�LV�PDGH��LW�PD\�QRW�EH�SRVVLEOH�WR�GH¿QH�D�
VSHFL¿F�OLQNDJH�EHWZHHQ�WKH�GLVHDVH�DQG�GHDWK�LQ�DQ\�JLYHQ�FDVH��PDNLQJ�DVVHVVPHQW�RI�³UHDVRQDEOH�GRXEW´�GLI¿FXOW���7KLV�GLI¿FXOW\�
notwithstanding, it is important for the trier of fact to be given all of the information generated at the autopsy.
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