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¶ÂÚ›ÏË„Ë
¶ÂÚÈÁÚ¿ÊÂÙ·È ÂÚ›ÙˆÛË ·ÓÂ¿ÚÎÂÈ·˜ ÙÔ˘ ÂÓ˙‡ÌÔ˘ ·Î˘Ï-Û˘Ó¤Ó˙˘ÌÔ ∞ ‰Â¸‰ÚÔÁÂÓ¿ÛË ÙˆÓ ÏÈ·ÚÒÓ ÔÍ¤-
ˆÓ ÔÏ‡-Ì·ÎÚÈ¿˜-·Ï˘Û›‰·˜ (Very Long Chain acyl-Co∞ Dehydrogenase, VLCAD), Ô˘ ·ÔÙÂÏÂ› ÎÏËÚÔ-
ÓÔÌÈÎ‹ ‰È·Ù·Ú·¯‹ ÙË˜ ÌÈÙÔ¯ÔÓ‰ÚÈ·Î‹˜ ‚-ÔÍÂ›‰ˆÛË˜ ÙˆÓ ÏÈ·ÚÒÓ ÔÍ¤ˆÓ, ÛÂ ÙÂÏÂÈfiÌËÓÔ ÓÂÔÁÓfi, ·ÁfiÚÈ. ∏
ÓfiÛÔ˜ ÂÎ‰ËÏÒıËÎÂ ÙËÓ 3Ë ËÌ¤Ú· ÙË˜ ˙ˆ‹˜ ÌÂ ÁÂÓÈÎÂ˘Ì¤ÓË ˘ÔÙÔÓ›·, ˘fiÙ·ÛË, ÌË ÎÂÙˆÙÈÎ‹ ˘ÔÁÏ˘Î·È-
Ì›·, Ë·ÙÈÎ‹ ‰˘ÛÏÂÈÙÔ˘ÚÁ›· Î·È ¿¯˘ÓÛË ÙÔ˘ ÌÂÛÔÎÔÈÏÈ·ÎÔ‡ ‰È·ÊÚ¿ÁÌ·ÙÔ˜ ÛÙÔ ˘ÂÚË¯ÔÁÚ¿ÊËÌ· Î·Ú-
‰È¿˜, Ô˘ ·ÚÁfiÙÂÚ· ÂÍÂÏ›¯ıËÎÂ ÛÂ Û˘ÁÎÂÓÙÚÈÎ‹ ˘ÂÚÙÚÔÊ›· ÙÔ˘ Ì˘ÔÎ·Ú‰›Ô˘. ∏ ¤ÁÎ·ÈÚË ‰È¿ÁÓˆÛË Î·È
Î·Ù¿ÏÏËÏË ‰È·ÈÙËÙÈÎ‹ ·ÓÙÈÌÂÙÒÈÛË ÙÔ˘ ·ÛıÂÓ‹ Â›¯Â Û·Ó ·ÔÙ¤ÏÂÛÌ· ÙËÓ ‡ÊÂÛË ÙˆÓ Û˘ÌÙˆÌ¿ÙˆÓ. ∏
ÔÚÂ›· ÙË˜ ÓfiÛÔ˘ ¯·Ú·ÎÙËÚ›ÛÙËÎÂ ·fi  Û˘¯Ó¤˜ ÌÂÙ·‚ÔÏÈÎ¤˜ ·ÔÚ˘ıÌ›ÛÂÈ˜  Ô˘ Ô‰‹ÁËÛ·Ó ÛÙÔ ı¿Ó·ÙÔ
ÛÂ ËÏÈÎ›· 9 ÌËÓÒÓ.  √ ÁÔÓÈ‰È·Îfi˜ ¤ÏÂÁ¯Ô˜ ·ÂÎ¿Ï˘„Â ‰ÈÏ‹ ÂÙÂÚÔ˙˘ÁˆÙ›· ÌÂ ‰‡Ô Ó¤Â˜ ÌÂÙ·ÏÏ¿ÍÂÈ˜ ÛÙÔ
ÁÔÓ›‰ÈÔ Ô˘ Îˆ‰ÈÎÔÔÈÂ› ÙÔ ¤Ó˙˘ÌÔ VLCAD, ÁÂÁÔÓfi˜ Ô˘ ‰›ÓÂÈ ÙË ‰˘Ó·ÙfiÙËÙ· ÚÔÁÂÓÓËÙÈÎÔ‡ ÂÏ¤Á¯Ô˘ ÛÂ
ÌÈ· ÌÂÏÏÔÓÙÈÎ‹ ÂÁÎ˘ÌÔÛ‡ÓË ÙË˜ ÌËÙ¤Ú·˜ ÙÔ˘. 

§¤ÍÂÈ˜ ÎÏÂÈ‰È¿: VLCAD, ‚-ÔÍÂ›‰ˆÛË, ÌË ÎÂÙˆÙÈÎ‹ ˘ÔÁÏ˘Î·ÈÌ›·, ÓÂÔÁÓfi 

∂ÈÛ·ÁˆÁ‹
∏ ·ÓÂ¿ÚÎÂÈ· ÙÔ˘ ÂÓ˙‡ÌÔ˘ ·Î˘Ï-Û˘Ó¤Ó˙˘ÌÔ ∞  ‰Â¸-
‰ÚÔÁÂÓ¿ÛË ÙˆÓ ÏÈ·ÚÒÓ ÔÍ¤ˆÓ ÔÏ‡-Ì·ÎÚÈ¿˜-·Ï˘-
Û›‰·˜ (very long chain acyl-Co∞ dehydrogenase,
VLCAD, MIM # 201475) ·ÔÙÂÏÂ› ‰˘ÓËÙÈÎ¿ ı·Ó·-
ÙËÊfiÚ· ÎÏËÚÔÓÔÌÈÎ‹ ‰È·Ù·Ú·¯‹ ÙË˜ ÌÈÙÔ¯ÔÓ‰ÚÈ·-
Î‹˜ ‚-ÔÍÂ›‰ˆÛË˜ ÙˆÓ ÏÈ·ÚÒÓ ÔÍ¤ˆÓ Ô˘ ·Ó·ÁÓˆ-

Ú›ÛÙËÎÂ Û¯ÂÙÈÎ¿ ÚfiÛÊ·Ù·, ÙÔ 1992.1 ∆Ô ÓfiÛËÌ·
ÌÂÙ·‚È‚¿˙ÂÙ·È ÌÂ ÙÔÓ ˘ÔÏÂÈfiÌÂÓÔ ·˘ÙÔÛˆÌ·ÙÈÎfi
¯·Ú·ÎÙ‹Ú· Î·È Ë Û˘¯ÓfiÙËÙ¿ ÙÔ˘ ˘ÔÏÔÁ›˙ÂÙ·È ÂÚ›-
Ô˘ ÛÙÈ˜ 1:30.000 ÁÂÓÓ‹ÛÂÈ˜ ˙ÒÓÙˆÓ ÓÂÔÁÓÒÓ.2 ∏ ÌÈ-
ÙÔ¯ÔÓ‰ÚÈ·Î‹ ‚-ÔÍÂ›‰ˆÛË ÙˆÓ ÏÈ·ÚÒÓ ÔÍ¤ˆÓ ‰È·-
‰Ú·Ì·Ù›˙ÂÈ ÛÔ˘‰·›Ô ÚfiÏÔ ÛÙËÓ ·Ú·ÁˆÁ‹ ÂÓ¤ÚÁÂÈ-

¶∂ƒπ°∂¡¡∏∆π∫∏ π∞∆ƒπ∫∏ & ¡∂√°¡√§√°π∞ T√ª. 1, T∂ÀÃ. 2-3, ™∂§. 179-184, 2006

© E§§HNIKH ∂∆∞πƒ∂π∞ ¶∂ƒπ°∂¡¡∏∆π∫∏™ π∞∆ƒπ∫∏™ - ∂§§∏¡π∫∏ ¡∂√°¡√§√°π∫∏ ∂∆∞πƒ∂π∞

SARAFIDHS  21/9/2006  16:07  “ Æ179



·˜ Î·È ·ÔÙÂÏÂ› ‚·ÛÈÎ‹ ËÁ‹ ÂÓ¤ÚÁÂÈ·˜ ÁÈ· ÙËÓ
Î·Ú‰È¿ Î·È ÙÔ˘˜ ÛÎÂÏÂÙÈÎÔ‡˜ Ì‡Â˜ Î·Ù¿ ÙË ‰È¿Ú-
ÎÂÈ· ·Ú·ÙÂÙ·Ì¤ÓË˜ ¿ÛÎËÛË˜, Î·Ï‡ÙÔÓÙ·˜ ÙÔ 80%
ÙˆÓ ÔÏÈÎÒÓ ÂÓÂÚÁÂÈ·ÎÒÓ ·Ó·ÁÎÒÓ ÙÔ˘ ÔÚÁ·ÓÈÛÌÔ‡.
∆Ô ÁÂÁÔÓfi˜ ·˘Ùfi ÂÍËÁÂ› ÙËÓ Î·Ú‰È·Î‹, Ë·ÙÈÎ‹ Î·È
Ì˘˚Î‹ Û˘ÌÌÂÙÔ¯‹ Î·ıÒ˜ Î·È ÙÈ˜ ÂÎ‰ËÏÒÛÂÈ˜ ·fi ÙÔ
ÎÂÓÙÚÈÎfi ÓÂ˘ÚÈÎfi Û‡ÛÙËÌ· ÛÂ ·ÓÂ¿ÚÎÂÈ· ÙË˜
VLCAD.3
¶ÂÚÈÁÚ¿ÊÂÙ·È ÙÂÏÂÈfiÌËÓÔ ÓÂÔÁÓfi ÌÂ ·ÓÂ¿ÚÎÂÈ·
ÙÔ˘ ÂÓ˙‡ÌÔ˘ VLC∞D ÌÂ ÛÎÔfi ÙËÓ Â˘·ÈÛıËÙÔÔ›Ë-
ÛË ÙˆÓ ·È‰È¿ÙÚˆÓ ÛÙË ÛˆÛÙ‹ ·ÍÈÔÏfiÁËÛË ÎÔÈÓÒÓ
Û˘ÌÙˆÌ¿ÙˆÓ, fiˆ˜ Â›Ó·È Ë ˘ÔÁÏ˘Î·ÈÌ›· Î·È ˘Ô-
ÙÔÓ›·, Î·ıÒ˜ Ë ¤ÁÎ·ÈÚË ‰È¿ÁÓˆÛË Î·È Î·Ù¿ÏÏËÏË
·ÓÙÈÌÂÙÒÈÛË ÌÔÚÂ› Ó· ‚ÂÏÙÈÒÛÂÈ ÙËÓ ¤Î‚·ÛË.
∂ÈÏ¤ÔÓ, Ë ÛˆÛÙ‹ ÁÂÓÂÙÈÎ‹ Î·ıÔ‰‹ÁËÛË ÌÔÚÂ›
Ó· ÚÔÏ¿‚ÂÈ ÙË Á¤ÓÓËÛË ¿ÏÏˆÓ ·È‰ÈÒÓ ÌÂ ÙËÓ ›‰È·
‰È·Ù·Ú·¯‹.

¶ÂÚÈÁÚ·Ê‹ ÂÚ›ÙˆÛË˜

¶ÚfiÎÂÈÙ·È ÁÈ· ¤Ó· ÙÂÏÂÈfiÌËÓÔ, Î·ÓÔÓÈÎfi ÁÈ· ÙËÓ
ËÏÈÎ›· Î‡ËÛË˜ ÓÂÔÁÓfi, ·ÁfiÚÈ, Ô˘ ÁÂÓÓ‹ıËÎÂ ·fi
ÌËÙ¤Ú· ÚˆÙÔÙfiÎÔ 20 ÂÙÒÓ. ∆Ô Ì·ÈÂ˘ÙÈÎfi Î·È ÂÚÈ-
ÁÂÓÓËÙÈÎfi ÈÛÙÔÚÈÎfi ‹Ù·Ó ÂÏÂ‡ıÂÚÔ. √È ÁÔÓÂ›˜ ‹Ù·Ó
∞Ï‚·ÓÈÎ‹˜ Î·Ù·ÁˆÁ‹˜, Ê·ÈÓÔÙ˘ÈÎ¿ ˘ÁÈÂ›˜, ¯ˆÚ›˜
Û˘ÁÁ¤ÓÂÈ· ·›Ì·ÙÔ˜ ‹ ÔÈÎÔÁÂÓÂÈ·Îfi ÈÛÙÔÚÈÎfi ·ÓÂÍ‹-
ÁËÙÔ˘ ı·Ó¿ÙÔ˘ ‹ ¯ÚfiÓÈÔ˘ ÓÔÛ‹Ì·ÙÔ˜. ™ÙËÓ ·Ú¯ÈÎ‹
ÎÏÈÓÈÎ‹ ÂÍ¤Ù·ÛË ‰ÂÓ ‰È·ÈÛÙÒıËÎ·Ó ·ıÔÏÔÁÈÎ¿
Â˘Ú‹Ì·Ù·. ∆Ë 2Ë ËÌ¤Ú· ·fi ÙË Á¤ÓÓËÛË, ÂÌÊ¿ÓÈÛÂ
ÌÂÌÔÓˆÌ¤ÓÔ ÂÂÈÛfi‰ÈÔ ·˘ÙfiÌ·ÙÔ˘ ÙÚfiÌÔ˘, ÂÓÒ Ë
ÎÏÈÓÈÎ‹ ÂÍ¤Ù·ÛË Î·È Ë ÁÏ˘Îfi˙Ë ·›Ì·ÙÔ˜ ‹Ù·Ó Ê˘ÛÈÔ-
ÏÔÁÈÎ¤˜. ∆ËÓ 3Ë ËÌ¤Ú· ÙË˜ ˙ˆ‹˜, ÙÔ ÓÂÔÁÓfi ·ÚÔ˘-
Û›·ÛÂ ¿ÚÓËÛË Ï‹„Ë˜ ÙÚÔÊ‹˜, ÁÂÓÈÎÂ˘Ì¤ÓË ˘ÔÙÔ-
Ó›· Î·È Î·Î‹ ÂÚÈÊÂÚÈÎ‹ Î˘ÎÏÔÊÔÚ›·. ™ÙËÓ ·ÓÙÈ-
ÎÂÈÌÂÓÈÎ‹ ÂÍ¤Ù·ÛË ‰È·ÈÛÙÒıËÎÂ ÁÔÁÁ˘ÛÌfi˜, ‚Ú·-
‰˘Î·Ú‰›· Î·È ˘fiÙ·ÛË. ∂ÈÏ¤ÔÓ, Ë ·ÓÙ›‰Ú·ÛË ÛÙ·
ÂÚÂı›ÛÌ·Ù· Î·È Ù· ·Ú¯¤ÁÔÓ· ·ÓÙ·Ó·ÎÏ·ÛÙÈÎ¿ ‹Ù·Ó
Î·Ù·ÚÁËÌ¤Ó·. ¢ÂÓ ‰È·ÈÛÙÒıËÎÂ ÚÔÎ¿Ú‰ÈÔ Ê‡ÛË-
Ì· ‹ ÔÚÁ·ÓÔÌÂÁ·Ï›·. 
√ ÚÒÙÔ˜ ÂÚÁ·ÛÙËÚÈ·Îfi˜ ¤ÏÂÁ¯Ô˜ ¤‰ÂÈÍÂ ÌË ·ÓÈ-
¯ÓÂ‡ÛÈÌ· Â›Â‰· Û·Î¯¿ÚÔ˘ ·›Ì·ÙÔ˜ ¯ˆÚ›˜ Û˘ÓÔ‰fi
ÎÂÙÔÓÔ˘Ú›·, ‹È· ·ÓÙÈÚÚÔÔ‡ÌÂÓË ÌÂÙ·‚ÔÏÈÎ‹ ÔÍ¤-
ˆÛË Î·ıÒ˜ Î·È ·‡ÍËÛË ÙˆÓ Ë·ÙÈÎÒÓ ÂÓ˙‡ÌˆÓ
(SGOT 593 U/L, SGPT 108 U/L) Î·È ÙË˜ Ô˘Ú›·˜
(98 mg/dL) ÛÙÔ ÔÚfi. √ ˘fiÏÔÈÔ˜ ·ÈÌ·ÙÔÏÔÁÈÎfi˜
Î·È ‚ÈÔ¯ËÌÈÎfi˜ ¤ÏÂÁ¯Ô˜ ‹Ù·Ó ÂÓÙfi˜ ÙˆÓ Ê˘ÛÈÔÏÔÁÈ-
ÎÒÓ ÔÚ›ˆÓ. ¢ÂÓ ˘‹Ú¯·Ó ·ıÔÏÔÁÈÎ¿ Â˘Ú‹Ì·Ù·
ÛÙËÓ ·ÎÙÈÓÔÁÚ·Ê›· ıÒÚ·Î· Î·È  ÙÔ ·Ú¯ÈÎfi ˘ÂÚË-
¯ÔÁÚ¿ÊËÌ· ÂÁÎÂÊ¿ÏÔ˘. 
∏ ·Ú¯ÈÎ‹ ıÂÚ·Â›· ÂÚÈÏ¿Ì‚·ÓÂ ·ÓÙÈÌÂÙÒÈÛË ÙË˜
˘fiÙ·ÛË˜ (Ê˘ÛÈÔÏÔÁÈÎfi˜ ÔÚfi˜, ¤Á¯˘ÛË ÈÓÔÙÚfiˆÓ)
Î·È ÙË˜ ˘ÔÁÏ˘Î·ÈÌ›·˜ (ÒÛË Î·È ·ÚÂÓÙÂÚÈÎ‹ ¯ÔÚ‹-

ÁËÛË ÁÏ˘Îfi˙Ë˜), Ô˘ Â›¯Â Û·Ó ·ÔÙ¤ÏÂÛÌ· ÙË  ÛÙ·-
‰È·Î‹ ·ÔÎ·Ù¿ÛÙ·ÛË ÙË˜ ·ÚÙËÚÈ·Î‹˜ ›ÂÛË˜, ÙË˜
‰ÈÔ‡ÚËÛË˜ Î·È ÙË˜ ˘ÔÁÏ˘Î·ÈÌ›·˜, Ë ÔÔ›· ‰ÂÓ Â·-
Ó·Ï‹ÊıËÎÂ. ™ÙÔ ˘ÂÚË¯ÔÁÚ¿ÊËÌ·-Doppler Î·Ú-
‰È¿˜ ‰È·ÈÛÙÒıËÎÂ ¿¯˘ÓÛË ÙÔ˘ ÌÂÛÔÎÔÈÏÈ·ÎÔ‡
‰È·ÊÚ¿ÁÌ·ÙÔ˜ Î·È ÌÈÎÚ‹ ·ÓÂ¿ÚÎÂÈ· ÙË˜ ÙÚÈÁÏÒ¯È-
Ó·˜ ‚·Ï‚›‰·˜, ÂÓÒ Ë Û˘ÛÙ·ÏÙÈÎfiÙËÙ· ÙˆÓ ÎÔÈÏÈÒÓ
‹Ù·Ó Ê˘ÛÈÔÏÔÁÈÎ‹. ¢ÂÓ ·Ú·ÙËÚ‹ıËÎ·Ó ËÏÂÎÙÚÔ-
Î·Ú‰ÈÔÁÚ·ÊÈÎ¿ ·ÚÚ˘ıÌ›Â˜. 
ªÂ ‚¿ÛË ÙÔÓ ÎÏÈÓÈÎÔÂÚÁ·ÛÙËÚÈ·Îfi ¤ÏÂÁ¯Ô Î·È ÙÔ
ÈÛÙÔÚÈÎfi ·ÔÎÏÂ›ÛÙËÎÂ ÂÚÈÁÂÓÓËÙÈÎfi stress, ·È-
ÌÔÚÚ·Á›· ÙÔ˘ ∫¡™, ÛË„·ÈÌ›· ‹ Û˘ÁÁÂÓÂ›˜ ÏÔÈÌÒ-
ÍÂÈ˜, Î·ıÒ˜ Î·È ÂÈÓÂÊÚÈ‰È·Î‹ - ˘ÔÊ˘ÛÈ·Î‹ ·ÓÂ-
¿ÚÎÂÈ·. §fiÁˆ, fiÌˆ˜, ÙË˜ ÓÂ˘ÚÔÏÔÁÈÎ‹˜ ÛËÌÂÈÔÏÔ-
Á›·˜ ÛÂ Û˘Ó‰˘·ÛÌfi ÌÂ ÙËÓ Ë·ÙÈÎ‹ ‰˘ÛÏÂÈÙÔ˘ÚÁ›·
Î·È ÙË ÌË ÎÂÙˆÙÈÎ‹ ˘ÔÁÏ˘Î·ÈÌ›·, Ù¤ıËÎÂ ¤ÓÙÔÓ· Ë
˘fiÓÔÈ· ÂÓ‰ÔÁÂÓÔ‡˜ ‰È·Ù·Ú·¯‹˜ ÙÔ˘ ÌÂÙ·‚ÔÏÈÛÌÔ‡
Î·È Û˘ÁÎÂÎÚÈÌ¤Ó· ÙË˜ ÌÈÙÔ¯ÔÓ‰ÚÈ·Î‹˜ ‚-ÔÍÂ›‰ˆÛË˜
ÙˆÓ ÏÈ·ÚÒÓ ÔÍ¤ˆÓ. √ ˘ÂÚÈÓÛÔ˘ÏÈÓÈÛÌfi˜ ·ÔÎÏÂ›-
ÛÙËÎÂ ÎÏÈÓÈÎ¿, ÏfiÁˆ ÙË˜ ÁÚ‹ÁÔÚË˜ ·ÔÎ·Ù¿ÛÙ·ÛË˜
ÙË˜ ÁÏ˘Îfi˙Ë˜ ÙÔ˘ ·›Ì·ÙÔ˜, ÁÂÁÔÓfi˜ Ô˘ ÂÈ‚Â‚·ÈÒ-
ıËÎÂ ÌÂ ÙËÓ ·Ô˘Û›· ·ÁÎÚÂ·ÙÈÎ‹˜ ‰ÈfiÁÎˆÛË˜
ÛÙÔÓ ˘ÂÚË¯ÔÁÚ·ÊÈÎfi ¤ÏÂÁ¯Ô. ∞ÊÔ‡ Ï‹ÊıËÎÂ Ô ÌÂ-
Ù·‚ÔÏÈÎfi˜ ¤ÏÂÁ¯Ô˜ (·ÌÌˆÓ›· ·›Ì·ÙÔ˜, Á·Ï·ÎÙÈÎfi
ÔÍ‡ ·›Ì·ÙÔ˜, ·ÌÈÓÔÍ¤· Ï¿ÛÌ·ÙÔ˜ Î·È Ô‡ÚˆÓ, ÔÚ-
Á·ÓÈÎ¿ ÔÍ¤· Ô‡ÚˆÓ, Î·ÚÓÈÙ›ÓË ÔÚÔ‡, ·Î˘ÏÎ·ÚÓÈÙ›-
ÓÂ˜ ·›Ì·ÙÔ˜), ‰È·ÎfiËÎÂ Ë ¯ÔÚ‹ÁËÛË Ï›Ô˘˜ (··-
ÁfiÚÂ˘ÛË ıËÏ·ÛÌÔ‡ Î·È Ï‹„Ë˜ ÎÔÈÓÔ‡ ÙÚÔÔÔÈËÌ¤-
ÓÔ˘ Á¿Ï·ÎÙÔ˜ 1Ë˜ ‚ÚÂÊÈÎ‹˜ ËÏÈÎ›·˜) Î·È ¿Ú¯ÈÛÂ Ë
¯ÔÚ‹ÁËÛË L-Î·ÚÓÈÙ›ÓË˜ (50 mg/kg/H) ·fi ÙÔ ÛÙfiÌ·
ÙËÓ 3Ë ËÌ¤Ú· ÓÔÛËÏÂ›·˜. √ ÂÚ·ÈÙ¤Úˆ ÂÚÁ·ÛÙËÚÈ·-
Îfi˜ ¤ÏÂÁ¯Ô˜ ¤‰ÂÈÍÂ ÌÂÁ·Ï‡ÙÂÚË ·‡ÍËÛË ÙˆÓ Ë·ÙÈ-
ÎÒÓ ÂÓ˙‡ÌˆÓ (SGOT: 638 U/L, SGPT: 212 U/L),
ÙË˜ LDH (1800  U/L) Î·È ÙË˜ CPK (2980  U/L). ™ÙÔ
˘ÂÚË¯ÔÁÚ¿ÊËÌ· ÎÔÈÏÈ¿˜ ‰È·ÈÛÙÒıËÎÂ Ë ·ÚÔ˘-
Û›· Ë¯ÔÁÂÓÔ‡˜ ˘ÏÈÎÔ‡ ÂÓÙfi˜ ÙË˜ ¯ÔÏË‰fi¯Ô˘ Î‡ÛÙË˜
(¯ÔÏÈÎ‹ Ï¿ÛË), Ë ÔÔ›· ·Ô‰fiıËÎÂ ·Ú¯ÈÎ¿ ÛÂ ‰˘-
ÛÏÂÈÙÔ˘ÚÁ›· ÙÔ˘ ‹·ÙÔ˜ ÂÍ·ÈÙ›·˜ ÙË˜ Î˘ÎÏÔÊÔÚÈÎ‹˜
·ÓÂ¿ÚÎÂÈ·˜ Î·Ù¿ ÙËÓ ¤Ó·ÚÍË ÙË˜ ÓfiÛÔ˘. 
∆· ·ÔÙÂÏ¤ÛÌ·Ù· ÙÔ˘ ÂÏ¤Á¯Ô˘ ÁÈ· ÌÂÙ·‚ÔÏÈÎfi Ófi-
ÛËÌ· ¤‰ÂÈÍ·Ó ‹È· ˘ÂÚ·ÌÌˆÓÈ·ÈÌ›· (60 Ìmol/L,
Ê.Ù. <55 Ìmol/L), Á·Ï·ÎÙÈÎ‹ ÔÍ¤ˆÛË (2,8 mmol/L,
Ê.Ù. <2,2 mmol/L), Ê˘ÛÈÔÏÔÁÈÎ¿ Â›Â‰· ·ÌÈÓÔÍ¤-
ˆÓ ÛÙÔ Ï¿ÛÌ· Î·ıÒ˜ Î·È ·˘ÍËÌ¤Ó· Â›Â‰· Ï˘Û›-
ÓË˜ Î·È ÔÚÓÈı›ÓË˜ ÛÙ· Ô‡Ú·. ∆· Â˘Ú‹Ì·Ù·, fiÌˆ˜,
Ô˘ Û˘ÓËÁÔÚÔ‡Û·Ó ÁÈ· ·ÓÂ¿ÚÎÂÈ· VLCAD ‹Ù·Ó
Ë ‰ÈÎ·Ú‚ÔÍ˘ÏÈÎ‹ ÔÍ˘Ô˘Ú›· Î·È  Ù· ·ıÔÏÔÁÈÎ¿
ÎÏ¿ÛÌ·Ù· ÙˆÓ ·Î˘ÏÎ·ÚÓÈÙÈÓÒÓ (¶›Ó·Î·˜ 1).  ™˘-
ÁÎÂÎÚÈÌ¤Ó·, ÛÙÔ 1o ‰Â›ÁÌ· ·›Ì·ÙÔ˜, Ô˘ Ï‹ÊıËÎÂ
ÚÈÓ ÙË ¯ÔÚ‹ÁËÛË Î·ÚÓÈÙ›ÓË˜, ‰È·ÈÛÙÒıËÎÂ ·‡ÍË-
ÛË ÙˆÓ ·Î˘Ï-Î·ÚÓÈÙÈÓÒÓ myristoleylcarnitine
(C14:1) Î·È myristoylcarnitine (C14), Î·ıÒ˜ Î·È

™·Ú·Ê›‰Ë˜ Î·È Û˘Ó.AÓÂ¿ÚÎÂÈ· VLCAD
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ÙˆÓ ËÏ›ÎˆÓ ÙˆÓ ·Î˘Ï-Î·ÚÓÈÙÈÓÒÓ C14:1/C4,
C14:1/C6, C14:1/C8. ™ÙÔ 2o ‰Â›ÁÌ·, ÌÂÙ¿ ÙË ¯ÔÚ‹-
ÁËÛË Î·ÚÓÈÙ›ÓË˜, ˘‹ÚÍÂ ÂÚ·ÈÙ¤Úˆ ·‡ÍËÛË ÙˆÓ
ÚÔËÁÔ‡ÌÂÓˆÓ Î·ıÒ˜ Î·È ÙˆÓ C18:2, C18 Î·È C16
·Î˘Ï-Î·ÚÓÈÙÈÓÒÓ. ªÂÙ¿ ·fi ÙË ‰È¿ÁÓˆÛË, ÏfiÁˆ ÙË˜
ÂÓ‰Â¯fiÌÂÓË˜ ‚Ï·ÙÈÎ‹˜ Â›‰Ú·ÛË˜ ÙˆÓ ÂÛÙ¤ÚˆÓ
Î·ÚÓÈÙ›ÓË˜ ÔÏ‡-Ì·ÎÚÈ¿˜-·Ï˘Û›‰·˜ ÏÈ·ÚÒÓ ÔÍ¤ˆÓ
ÛÙÔ Ì˘ÔÎ¿Ú‰ÈÔ, ‰È·ÎfiËÎÂ Ë ¯ÔÚ‹ÁËÛË Î·ÚÓÈÙ›ÓË˜
Î·È ¯ÔÚËÁ‹ıËÎÂ ·˘ÍËÌ¤ÓË ÚÔ‹ ÁÏ˘Îfi˙Ë˜ Î·È ÂÈ‰ÈÎfi
Á¿Ï· (Monogen, SHS, Germany) Ô˘ ÂÚÈ¤¯ÂÈ Ì¤-
ÛË˜ ·Ï‡ÛÔ˘ ÙÚÈÁÏ˘ÎÂÚ›‰È· (MCT). ∞ÎÔÏÔ‡ıËÛÂ
ÛÙ·‰È·Î¿ ÎÏÈÓÈÎ‹ Î·È ÂÚÁ·ÛÙËÚÈ·Î‹ ‚ÂÏÙ›ˆÛË. ™Â
ÂfiÌÂÓÔ ˘ÂÚË¯ÔÁÚ¿ÊËÌ· ÂÁÎÂÊ¿ÏÔ˘ ‰È·ÈÛÙÒıË-
ÎÂ ‹È· ‰È¿Ù·ÛË ÙÔ˘ ÎÔÈÏÈ·ÎÔ‡ Û˘ÛÙ‹Ì·ÙÔ˜. ∆Ô Â‡-
ÚËÌ· ·˘Ùfi ÂÈ‚Â‚·ÈÒıËÎÂ Î·È ÛÙËÓ ·ÍÔÓÈÎ‹ ÙÔÌÔ-
ÁÚ·Ê›· ÂÁÎÂÊ¿ÏÔ˘, fiÔ˘ ‰È·ÈÛÙÒıËÎ·Ó ÂÈÏ¤ÔÓ
˘fi˘ÎÓÂ˜ ÂÚÈÔ¯¤˜ ÙË˜ ÏÂ˘Î‹˜ Ô˘Û›·˜. ∆Ô ËÏÂ-
ÎÙÚÔÂÁÎÂÊ·ÏÔÁÚ¿ÊËÌ·, Ù· ÚÔÎÏËÙ¿ ‰˘Ó·ÌÈÎ¿ Î·È
Ë ‚˘ıÔÛÎfiËÛË ‹Ù·Ó Ê˘ÛÈÔÏÔÁÈÎ¿. ™ÙÔÓ ·ÈÌ·ÙÔÏÔ-
ÁÈÎfi ¤ÏÂÁ¯Ô ÙËÓ 32Ë ËÌ¤Ú· ÓÔÛËÏÂ›·˜ ‰È·ÈÛÙÒıË-
ÎÂ ·ÚÔ‰ÈÎ‹ Ô˘‰ÂÙÂÚÔÂÓ›· (·fiÏ˘ÙÔ˜ ·ÚÈıÌfi˜ Ô˘-
‰ÂÙÂÚÔÊ›ÏˆÓ 404/mm3), Ë ÔÔ›· ·ÔÎ·Ù·ÛÙ¿ıËÎÂ
·fi ÌfiÓË ÙË˜. ∆Ô ÓÂÔÁÓfi ÂÍ‹ÏıÂ ·fi ÙËÓ ÎÏÈÓÈÎ‹
Ì·˜ ÙËÓ 35Ë ËÌ¤Ú· ˙ˆ‹˜ ÌÂ Û˘ÁÎÂÎÚÈÌ¤ÓÂ˜ ‰È·ÙÚÔ-
ÊÈÎ¤˜ Û˘ÛÙ¿ÛÂÈ˜ (˘ÂÚıÂÚÌÈ‰ÈÎ‹ Û›ÙÈÛË ÌÂ
Monogen Î¿ıÂ 4 ÒÚÂ˜ ÌÂ ÚÔÛı‹ÎË MCT Î·È Ô-
Ï˘ÌÂÚÒÓ ÁÏ˘Îfi˙Ë˜ ÛÙÔ Á¿Ï·) Î·È Ô‰ËÁ›Â˜ ÁÈ· Ù·ÎÙÈ-
Î‹ ÎÏÈÓÈÎ‹ Î·È ÂÚÁ·ÛÙËÚÈ·Î‹ ·Ú·ÎÔÏÔ‡ıËÛË. ∏
ÛÙ¿ÛË ÙˆÓ ÁÔÓ¤ˆÓ ·Ó·ÊÔÚÈÎ¿ ÌÂ ÙËÓ ¿ıËÛË ÙÔ˘
·È‰ÈÔ‡ ÙÔ˘˜ ˘‹ÚÍÂ ·ÚÓËÙÈÎ‹, ÌÂ ·ÔÙ¤ÏÂÛÌ· Ó·
ÌËÓ ÙËÚÔ‡ÓÙ·È ÔÈ ÂÈ‰ÈÎ¤˜ Ô‰ËÁ›Â˜ Ô˘ ·ÊÔÚÔ‡Û·Ó
ÙË ‰È·ÈÙËÙÈÎ‹ ·ÁˆÁ‹. ∏ ÌÂÙ¤ÂÈÙ· ÔÚÂ›· ÙÔ˘ ‚Ú¤-
ÊÔ˘˜ ¯·Ú·ÎÙËÚ›ÛÙËÎÂ ·fi Û˘¯Ó¤˜ ÌÂÙ·‚ÔÏÈÎ¤˜
·ÔÚ˘ıÌ›ÛÂÈ˜, ÂÓÒ Ë Î·Ú‰È·Î‹ ‚Ï¿‚Ë ÂÍÂÏ›¯ıËÎÂ
ÛÂ Û˘ÁÎÂÓÙÚÈÎ‹ (concentric) ˘ÂÚÙÚÔÊ›· ÙÔ˘ Ì˘Ô-
Î·Ú‰›Ô˘. ª¿ÏÈÛÙ·, ÛÂ ¤Ó· ·fi Ù· ÂÂÈÛfi‰È· ·˘Ù¿,

ÂÌÊ¿ÓÈÛÂ Í·Ó¿ Ô˘‰ÂÙÂÚÔÂÓ›·, ÁÈ· ÙËÓ ÔÔ›· ¯ÔÚË-
Á‹ıËÎÂ ·˘ÍËÙÈÎfi˜ ·ÈÌÔÔÈËÙÈÎfi˜ ·Ú¿ÁÔÓÙ·˜ ÙˆÓ
Ô˘‰ÂÙÂÚÔÊ›ÏˆÓ (G-CSF). ∆Ô ‚Ú¤ÊÔ˜ Î·Ù¤ÏËÍÂ ÛÂ
ËÏÈÎ›· 9 ÌËÓÒÓ.
O ÁÔÓÈ‰È·Îfi˜ ¤ÏÂÁ¯Ô˜ ÙÔ˘ ÓÂÔÁÓÔ‡ Î·È ÙˆÓ ÁÔÓ¤ˆÓ,
Ô˘ ¤ÁÈÓÂ ÛÙÔ ÙÌ‹Ì· ÌÔÚÈ·Î‹˜ ‚ÈÔÏÔÁ›·˜ ÙÔ˘ ¶·ÓÂ-
ÈÛÙÌ›Ô˘ Aarhus ÙË˜ ¢·Ó›·˜, ¤‰ÂÈÍÂ fiÙÈ ÙÔ ÓÂÔÁÓfi
‹Ù·Ó ‰ÈÏfi˜ ÂÙÂÚÔ˙˘ÁÒÙË˜ ÌÂ ‰‡Ô Ó¤Â˜ ÌÂÙ·ÏÏ¿ÍÂÈ˜
ÙÔ˘ VLCAD ÁÔÓÈ‰›Ô˘: ÙË˜ ÌÂÙ¿ÏÏ·ÍË˜ del 380-382
(ÛÙËÓ ÔÔ›· Â›Ó·È ÂÙÂÚÔ˙˘ÁÒÙË˜ Ô ·Ù¤Ú·˜ ÙÔ˘) Î·È
IVS11 + 2T>C (ÛÙËÓ ÔÔ›· Â›Ó·È ÂÙÂÚÔ˙˘ÁÒÙË˜ Ë
ÌËÙ¤Ú· ÙÔ˘).

™˘˙‹ÙËÛË

∏ ·ÓÂ¿ÚÎÂÈ· ÙË˜ VLCAD ¯·Ú·ÎÙËÚ›˙ÂÙ·È ·fi
ÌÂÁ¿ÏË ÎÏÈÓÈÎ‹ ÂÙÂÚÔÁ¤ÓÂÈ·.3,4 √È Andresen Î·È
Û˘Ó ÛÂ ÌÈ· ÛÂÈÚ¿ 55 ·ÛıÂÓÒÓ ÌÂ ·ÓÂ¿ÚÎÂÈ· ÙÔ˘
Û˘ÁÎÂÎÚÈÌ¤ÓÔ˘ ÂÓ˙‡ÌÔ˘ ‰È¤ÎÚÈÓ·Ó ÙÚÂÈ˜ ÎÏÈÓÈÎÔ‡˜
Ê·ÈÓÔÙ‡Ô˘˜: ‰‡Ô ÙË˜ ·È‰ÈÎ‹˜ ËÏÈÎ›·˜ Î·È ¤Ó· ÙˆÓ
ÂÓËÏ›ÎˆÓ.3 ™ÙÔÓ ÈÔ ÛÔ‚·Úfi ·fi ÙÔ˘˜ 2 Ù‡Ô˘˜ ÙË˜
·È‰ÈÎ‹˜ ËÏÈÎ›·˜, Ë ·ÓÂ¿ÚÎÂÈ· ÙË˜ VLCAD ÂÎ‰Ë-
ÏÒÓÂÙ·È ÚÒÈÌ· -ÙÈ˜ ÂÚÈÛÛfiÙÂÚÂ˜ ÊÔÚ¤˜ ÙÈ˜ ÚÒ-
ÙÂ˜ ËÌ¤Ú· ÙË˜ ˙ˆ‹˜- ÌÂ Î·Ú‰ÈÔÌ˘Ô¿ıÂÈ·, Ë·ÙÔ-
ÌÂÁ·Ï›· Î·È ˘ÔÙÔÓ›·. ∞ÓÙ›ıÂÙ·, Ô ËÈfiÙÂÚÔ˜ Ù‡Ô˜
ÂÌÊ·Ó›˙ÂÈ Û˘¯ÓfiÙÂÚ· ÂÂÈÛfi‰È· ÌË ÎÂÙˆÙÈÎ‹˜ ˘Ô-
ÁÏ˘Î·ÈÌ›·˜ Î·È Ú·‚‰ÔÌ˘fiÏ˘ÛË˜. √ Ù‡Ô˜ Ô˘ ÂÎ‰Ë-
ÏÒÓÂÙ·È ÛÙËÓ ÂÓ‹ÏÈÎË ˙ˆ‹ ¯·Ú·ÎÙËÚ›˙ÂÙ·È ·fi
˘ÔÙÚÔÈ¿˙ÔÓÙ· ÂÂÈÛfi‰È· Ì˘˚ÎÒÓ ·ÏÁÒÓ ÌÂ Ú·-
‚‰ÔÌ˘fiÏ˘ÛË-Ì˘ÔÛÊ·ÈÚÈÓÔ˘Ú›· Î·È ÔÍÂ›· ÓÂÊÚÈÎ‹
·ÓÂ¿ÚÎÂÈ·, Î·Ú‰ÈÔÌ˘Ô¿ıÂÈ· Î·È Û·ÓÈfiÙÂÚ· ÌË
ÎÂÙˆÙÈÎ‹ ˘ÔÁÏ˘Î·ÈÌ›· ‹ ÎÒÌ·.5-7 H ·Ú·ÙÂÙ·Ì¤ÓË
ÓËÛÙÂ›· ‹ ¿ÛÎËÛË Î·È ÔÈ ÈÔÁÂÓÂ›˜ ÏÔÈÌÒÍÂÈ˜ ·ÔÙÂ-
ÏÔ‡Ó ÂÎÏ˘ÙÈÎ¿ ·›ÙÈ· ÙˆÓ ÂÂÈÛÔ‰›ˆÓ.5,8 øÛÙfiÛÔ,
·Ó·Ê¤ÚÔÓÙ·È Î·È ·Û˘ÌÙˆÌ·ÙÈÎ¤˜ ÌÔÚÊ¤˜ ÙË˜ Ófi-
ÛÔ˘. 
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¶›Ó·Î·˜ 1: ∆· ·ÔÙÂÏ¤ÛÌ·Ù· ÙÔ˘ ÂÏ¤Á¯Ô˘ (tandem mass spectrometry) ÙˆÓ ·Î˘ÏÎ·ÚÓÈÙÈÓÒÓ ·›Ì·ÙÔ˜ Ô˘ ¤ıÂÛ·Ó ÙË
‰È¿ÁÓˆÛË ÙË˜ ·ÓÂ¿ÚÎÂÈ·˜ ÙË˜ VLCAD. ∂›Ó·È ÂÌÊ·Ó‹˜ Ë ·‡ÍËÛË ÙˆÓ ·ıÔÏÔÁÈÎÒÓ ÎÏ·ÛÌ¿ÙˆÓ ÌÂÙ¿ ·fi ÙË ¯ÔÚ‹ÁËÛË
Î·ÚÓÈÙ›ÓË˜ 

∞Î˘ÏÎ·ÚÓÈÙ›ÓÂ˜ ¶ÚÈÓ ÙË ¯ÔÚ‹ÁËÛË ªÂÙ¿ ÙË ¯ÔÚ‹ÁËÛË ∆ÈÌ¤˜ ·Ó·ÊÔÚ¿˜ (Ìmol/L)
Î·ÚÓÈÙ›ÓË˜ (Ìmol/L) Î·ÚÓÈÙ›ÓË˜ (Ìmol/L)

C0 22 46 8.71-57.57 
C14:1 1.73 5.41 <0.4 
C14 0.82 2.18 <0.52 
C14:1/C4 17.42 32.02 <2.44 
C14:1/C6 72.25 143 <6.95 
C14:1/C8 50.54 89 <5.56 
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™ÙÔÓ ·ÛıÂÓ‹ Ô˘ ÂÚÈÁÚ¿ÊÔ˘ÌÂ, Ë ÌÂÙ·‚ÔÏÈÎ‹ ‰È·-
Ù·Ú·¯‹ ÂÎ‰ËÏÒıËÎÂ ÙËÓ 3Ë ËÌ¤Ú· ÙË˜ ˙ˆ‹˜ ÌÂ ˘fi-
Ù·ÛË, ÎÒÌ·, ÌË ÎÂÙˆÙÈÎ‹ ˘ÔÁÏ˘Î·ÈÌ›· Î·È Ë·ÙÈÎ‹
‰˘ÛÏÂÈÙÔ˘ÚÁ›·. ÀÔ„›· ‰È·Ù·Ú·¯‹˜ ÙÔ˘ ÌÂÙ·‚ÔÏÈ-
ÛÌÔ‡ ÙˆÓ ÏÈ·ÚÒÓ ÔÍ¤ˆÓ, Ù¤ıËÎÂ ÏfiÁˆ ÙË˜ ·ÚÔ˘-
Û›·˜ ÌË ÎÂÙˆÙÈÎ‹˜ ˘ÔÁÏ˘Î·ÈÌ›·˜, Î·ıÒ˜ ·˘Ù‹ ·-
Ú·ÙËÚÂ›Ù·È ÛÂ ‰È·Ù·Ú·¯¤˜ ÙË˜ ÌÈÙÔ¯ÔÓ‰ÚÈ·Î‹˜ ‚-
ÔÍÂ›‰ˆÛË˜ ÙˆÓ ÏÈ·ÚÒÓ ÔÍ¤ˆÓ Î·È ÛÂ ˘ÂÚÈÓÛÔ˘ÏÈ-
ÓÈÛÌfi. ∞fi ÙÔ ÂÚÈÛÙ·ÙÈÎfi Ì·˜ Ê·›ÓÂÙ·È, Â›ÛË˜, Ë
ÛËÌ·Û›· ÙË˜ ·ÍÈÔÏfiÁËÛË˜ Û˘Ó‹ıˆÓ Û˘ÌÙˆÌ¿ÙˆÓ,
fiˆ˜ ÙË˜ ˘ÔÁÏ˘Î·ÈÌ›·˜. Ã·Ú·ÎÙËÚÈÛÙÈÎ¿ ·Ó·Ê¤-
ÚÂÙ·È fiÙÈ ·ÚÔ‰ÈÎ‹ ˘ÔÁÏ˘Î·ÈÌ›· ‹ ÌÈ· Ï·Óı¿ÓÔ˘-
Û· Î·Ù¿ÛÙ·ÛË fiÔ˘ ÙÔ ÓÂÔÁÓfi ‰ÂÓ ÙÚÒÂÈ Î·Ï¿ ‹ Â›-
Ó·È ˘ÔÙÔÓÈÎfi ÌÔÚÂ› Ó· ·ÔÙÂÏÂ› ÙË ÌÔÓ·‰ÈÎ‹ ÂÎ-
‰‹ÏˆÛË ·ÓÂ¿ÚÎÂÈ·˜ ÙË˜ VLCAD Î·È ÁÂÓÈÎfiÙÂÚ·
ÂÓfi˜ ÎÏËÚÔÓÔÌÈÎÔ‡ ÌÂÙ·‚ÔÏÈÎÔ‡ ÓÔÛ‹Ì·ÙÔ˜, ÚÈÓ
ÙËÓ Ï‹ÚË ÂÎ‰‹ÏˆÛË ÙË˜ ÓfiÛÔ˘.8 ∞ÓÂÍ¿ÚÙËÙ· fiÌˆ˜
·fi ÙË ‰È¿ÁÓˆÛË, Ë ÛËÌ·Û›· ÙË˜ ˘ÔÁÏ˘Î·ÈÌ›·˜
ÂÈÎÂÓÙÚÒÓÂÙ·È ÛÙËÓ Èı·ÓfiÙËÙ· ÚfiÎÏËÛË˜ ÂÁÎÂ-
Ê·ÏÈÎ‹˜ ‚Ï¿‚Ë˜. ∏ ‰È¿Ù·ÛË ÙÔ˘ ÎÔÈÏÈ·ÎÔ‡ Û˘ÛÙ‹-
Ì·ÙÔ˜ Î·È Ë ·ÚÔ˘Û›· ˘fi˘ÎÓˆÓ ÂÚÈÔ¯ÒÓ ÙË˜
ÏÂ˘Î‹˜ Ô˘Û›·˜ ÛÙË ÂÚ›ÙˆÛ‹ Ì·˜ ÂÈ‚Â‚·ÈÒÓÂÈ
ÙÔÓ Î›Ó‰˘ÓÔ ·˘Ùfi Î·È ·Ú¿ ÙÔ ÁÂÁÔÓfi˜ fiÙÈ ÔÈ Û˘ÁÎÂ-
ÎÚÈÌ¤ÓÂ˜ ‚Ï¿‚Â˜ ‰ÂÓ ¤¯Ô˘Ó ·Ó·ÊÂÚıÂ› ÛÂ ·ÛıÂÓÂ›˜
ÌÂ ·ÓÂ¿ÚÎÂÈ· ÙË˜ VLCAD. ∏ Î·Ú‰ÈÔÎ˘ÎÏÔÊÔÚÈ-
Î‹ Î·Ù¿ÚÚÈ„Ë Â›¯Â Èı·ÓfiÙ·Ù· ¿ÌÂÛË Û˘Û¯¤ÙÈÛË ÌÂ
ÙËÓ Â›‰Ú·ÛË ÙˆÓ ÙÔÍÈÎÒÓ ·Î˘Ï-Î·ÚÓÈÙÈÓÒÓ ÛÙÔ
Ì˘ÔÎ¿Ú‰ÈÔ ÙÔ˘ ÓÂÔÁÓÔ‡, Î·ıÒ˜ ÂÓÔ¯ÔÔÈÔ‡ÓÙ·È ÁÈ·
ÙËÓ ·Ó¿Ù˘ÍË Ì˘ÔÎ·Ú‰ÈÔ¿ıÂÈ·˜ Î·È Î·Ú‰È·ÎÒÓ
·ÚÚ˘ıÌÈÒÓ (Î˘Ú›ˆ˜ ÎÔÈÏÈ·Î‹ Ù·¯˘Î·Ú‰›·).7-9 ∆Ô
ÁÂÁÔÓfi˜ ·˘Ùfi ÂÓÈÛ¯‡ÂÙ·È ·fi ÙËÓ ·Ó¿Ù˘ÍË Û˘ÁÎÂ-
ÓÙÚÈÎ‹˜ ˘ÂÚÙÚÔÊ›·˜ ÙÔ˘ Ì˘ÔÎ·Ú‰›Ô˘ ÌÂÙ¿ ÛÙË
‚ÚÂÊÈÎ‹ ËÏÈÎ›·. ŒÙÛÈ, Ë Â·ÚÎ‹˜ ·ÍÈÔÏfiÁËÛË ÙˆÓ
Î·Ú‰È·ÎÒÓ ·ÚÚ˘ıÌÈÒÓ ÛÙË ÓÂÔÁÓÈÎ‹ ËÏÈÎ›· Â›Ó·È
È‰È·›ÙÂÚ· ÛËÌ·ÓÙÈÎ‹, Î·ıÒ˜ ÌÔÚÂ› Ó· ˘ÔÎÚ‡ÙÂ-
Ù·È ‰È·Ù·Ú·¯‹ ÙË˜ ‚-ÔÍÂ›‰ˆÛË˜ Î·È Ó· ·ÔÙÂÏÂ› ÙËÓ
·Ú¯ÈÎ‹ ÂÎ‰‹ÏˆÛË ÙË˜ ÓfiÛÔ˘.9 øÛÙfiÛÔ, ÂÚ›Ô˘
30% ÙˆÓ ·ÛıÂÓÒÓ ÌÂ ÙË ÓfiÛÔ ‰ÂÓ ·Ó·Ù‡ÛÛÔ˘Ó Ô-
Ù¤ Î·Ú‰È·Î¿ Û˘ÌÙÒÌ·Ù·.4 ™Â ÔÚÈÛÌ¤ÓÂ˜ ÂÚÈÙÒ-
ÛÂÈ˜ ·ÓÂ˘Ú›ÛÎÂÙ·È ÂÚÈÎ·Ú‰È·Î‹ Û˘ÏÏÔÁ‹.8 ∞Í›˙ÂÈ
Ó· ÛËÌÂÈˆıÂ› fiÙÈ ÛÙË ÛÔ‚·Ú‹ ÌÔÚÊ‹ ·ÓÂ¿ÚÎÂÈ·˜
ÙË˜ VLCAD ÌÂ ¤Ó·ÚÍË (ÙÈ˜ ÂÚÈÛÛfiÙÂÚÂ˜ ÊÔÚ¤˜)
ÛÙË ÓÂÔÁÓÈÎ‹ ËÏÈÎ›·, Ë ÌË ÎÂÙˆÙÈÎ‹ ˘ÔÁÏ˘Î·ÈÌ›·
Û˘ÓÔ‰Â‡ÂÙ·È ¿ÓÙ· ·fi Î·Ú‰ÈÔÌ˘Ô¿ıÂÈ·.3 ¶·Úfi-
ÌÔÈ·, Ë ·‡ÍËÛË ÙˆÓ Ë·ÙÈÎÒÓ ÂÓ˙‡ÌˆÓ Î·È Ë ·ÓÂ‡-
ÚÂÛË ¯ÔÏÈÎ‹˜ Ï¿ÛË˜ ‹Ù·Ó ÂÓ‰ÂÈÎÙÈÎ‹ Ë·ÙÈÎ‹˜
Û˘ÌÌÂÙÔ¯‹˜. ∏ ÚÔÛ‚ÔÏ‹ ÙÔ˘ ‹·ÙÔ˜ ·ÔÙÂÏÂ› Û˘-
¯Ó‹ ÂÎ‰‹ÏˆÛË ÙË˜ ÓfiÛÔ˘ Î·È ÁÂÓÈÎfiÙÂÚ· ÙˆÓ ‰È·Ù·-
Ú·¯ÒÓ ÙË˜ ‚-ÔÍÂ›‰ˆÛË˜.3,4 ∂Ó‰È·Ê¤ÚÔÓ ÂÚÁ·ÛÙË-
ÚÈ·Îfi Â‡ÚËÌ· ÛÙËÓ ÂÚ›ÙˆÛ‹ Ì·˜ ‹Ù·Ó, Â›ÛË˜, Ë
·ÓÂ‡ÚÂÛË Ô˘‰ÂÙÂÚÔÂÓ›·˜, Î·ıÒ˜ ‰ÂÓ ¤¯ÂÈ ÂÚÈ-
ÁÚ·ÊÂ› ÚÔËÁÔ˘Ì¤Óˆ˜ ÛÂ ·ÓÂ¿ÚÎÂÈ· ÙË˜ VLCAD.

∏ ¤ÁÎ·ÈÚË ‰È¿ÁÓˆÛË Î·È ¤Ó·ÚÍË ÙË˜ ÂÈ‰ÈÎ‹˜ ·Áˆ-
Á‹˜ Û˘Ì‚¿ÏÏÂÈ ÛÙËÓ ‡ÊÂÛË ‹ ÙËÓ Ï‹ÚË ˘Ô¯ÒÚËÛË
ÙˆÓ ÌÂÙ·‚ÔÏÈÎÒÓ ‰È·Ù·Ú·¯ÒÓ.8,9 ∏ ·ÓÂ‡ÚÂÛË ·-
ıÔÏÔÁÈÎÔ‡ ÚÔÊ›Ï ·Î˘Ï-Î·ÚÓÈÙÈÓÒÓ ·fi ÛÙ·ÁfiÓ·
·›Ì·ÙÔ˜ ÛÂ ‰ÈËıËÙÈÎfi ¯·ÚÙ› ıÂˆÚÂ›Ù·È ·ÍÈfiÈÛÙË
ÁÈ· ÙËÓ ·Ó›¯ÓÂ˘ÛË ÙË˜ ·ÓÂ¿ÚÎÂÈ·˜ ÙË˜ VLCAD.4
øÛÙfiÛÔ, Â›Ó·È ‰˘Ó·ÙfiÓ Ó· ‰È·Ê‡ÁÂÈ Ë ‰È¿ÁÓˆÛË
ÛÙËÓ ÂÚ›ÙˆÛË Ô˘ ÙÔ ÓÂÔÁÓfi Â›Ó·È ·Û˘ÌÙˆÌ·ÙÈ-
Îfi, ÌÂÁ·Ï‡ÙÂÚÔ ÙˆÓ 4 ËÌÂÚÒÓ ‹ fiÙ·Ó Ù· ÂÓ‰ÔÁÂÓ‹
Â›Â‰· ÙË˜ Î·ÚÓÈÙ›ÓË˜ ‰ÂÓ Â·ÚÎÔ‡Ó ÁÈ· ÙÔ Û¯Ë-
Ì·ÙÈÛÌfi ÙˆÓ ·ıÔÏÔÁÈÎÒÓ ÂÛÙ¤ÚˆÓ Î·ÚÓÈÙ›ÓË˜.2
ŒÙÛÈ, Ë ÌÂÙ·‚ÔÏÈÎ‹ ‰È·Ù·Ú·¯‹ Ú¤ÂÈ Ó· ÂÈ‚Â‚·È-
ÒÓÂÙ·È ÌÂ ÙÔÓ ÚÔÛ‰ÈÔÚÈÛÌfi ÙË˜ ‰Ú·ÛÙÈÎfiÙËÙ·˜ ÙÔ˘
ÂÓ˙‡ÌÔ˘ ‹ ÙÔÓ ÂÓÙÔÈÛÌfi ÙˆÓ ÌÂÙ·ÏÏ¿ÍÂˆÓ ÛÙÔ
˘Â‡ı˘ÓÔ˘ ÁÔÓÈ‰›Ô˘ Ô˘ ‚Ú›ÛÎÂÙ·È ÛÙÔ ¯ÚˆÌfiÛˆÌ·
17.  
™ÙÔ ÂÚÈÛÙ·ÙÈÎfi Ô˘ ÂÚÈÁÚ¿ÊÂÙ·È, Ë ·ÓÂ‡ÚÂÛË
‰˘Ô Ó¤ˆÓ ÌÂÙ·ÏÏ¿ÍÂˆÓ ÂÈ‚Â‚·›ˆÛÂ, Â›ÛË˜, ÙÔ Â˘-
Ú‡ Ê¿ÛÌ· ÙˆÓ ÌÂÙ·ÏÏ¿ÍÂˆÓ ÙË˜ ÓfiÛÔ˘ (¤¯Ô˘Ó ÂÚÈ-
ÁÚ·ÊÂ› ÙÔ˘Ï¿¯ÈÛÙÔÓ 60 ÌÂÙ·ÏÏ¿ÍÂÈ˜). ª¿ÏÈÛÙ·,
¤¯ÂÈ ·Ú·ÙËÚËıÂ› ÛÙÂÓ‹ Û˘Û¯¤ÙÈÛË Ê·ÈÓfiÙ˘Ô˘ Î·È
ÁÔÓfiÙ˘Ô˘. ¶ÈÛÙÂ‡ÂÙ·È fiÙÈ ÛÙÔ˘˜ ·ÛıÂÓÂ›˜ ÌÂ ‰˘Ô
ÌË‰ÂÓÈÎ¤˜ (null) ÌÂÙ·ÏÏ¿ÍÂÈ˜ ˘¿Ú¯ÂÈ Ï‹ÚË˜ ·ÓÂ-
¿ÚÎÂÈ· ÙÔ˘ ÂÓ˙‡ÌÔ˘ ÛÂ ‰È¿ÊÔÚÔ˘˜ ÈÛÙÔ‡˜ Î·È ÁÈ·
ÙÔ ÏfiÁÔ ·˘Ùfi ‰ÂÓ Á›ÓÂÙ·È ·ÓÂÎÙ‹ Ë ÌÂÙ·‚ÔÏÈÎ‹ ‰È·-
Ù·Ú·¯‹ (‚·Ú‡˜ Ê·ÈÓfiÙ˘Ô˜).3 √ ÚÔÛ‰ÈÔÚÈÛÌfi˜ ÙË˜
‰Ú·ÛÙÈÎfiÙËÙ·˜ ÙÔ˘ ÂÓ˙‡ÌÔ˘ ÛÂ Î‡ÙÙ·Ú· ÈÓÔ‚Ï·ÛÙÒÓ
‰¤ÚÌ·ÙÔ˜, Ë·ÙÈÎfi ÈÛÙfi ‹ ÏÂÌÊÔÎ‡ÙÙ·Ú· Û˘Ì‚¿ÏÂÈ
ÛÙË ‰È¿ÁÓˆÛË, ¯ˆÚ›˜ ·ÚfiÏ· ·˘Ù¿ Ó· Û˘Û¯ÂÙ›˙ÂÙ·È
ÌÂ ÙË ‚·Ú‡ÙËÙ· ÙˆÓ ÎÏÈÓÈÎÒÓ ÂÎ‰ËÏÒÛÂˆÓ.4,10 °È·
ÙÔ ÁÔÓÈ‰È·Îfi ¤ÏÂÁ¯Ô ÙË˜ ·ÓÂ¿ÚÎÂÈ·˜ ÙË˜ VLCAD
ÌÔÚÂ› Ó· ¯ÚËÛÈÌÔÔÈËıÂ› Î·È  ÙÔ ·›Ì· Ô˘ Ï·Ì‚¿-
ÓÂÙ·È ÁÈ· ÙÔ Û˘Ó‹ıË ÚÔÏËÙÈÎfi ¤ÏÂÁ¯Ô ÛÙË ÓÂÔÁÓÈ-
Î‹ ËÏÈÎ›·.11 ∏ ‰È¿ÁÓˆÛË ÙË˜ ‰È·Ù·Ú·¯‹˜ Î·ıÈÛÙ¿
‰˘Ó·Ù‹ ÙÔÓ ÚÔÁÂÓÓËÙÈÎfi ¤ÏÂÁ¯Ô  ÛÂ ¯ÔÚÈ·Î‹ Ï¿¯ÓË
‹ ÛÂ ·ÌÓÈ·Îfi ˘ÁÚfi.4
∏ ÚfiÁÓˆÛË ÙË˜ ÓfiÛÔ˘ ÂÍ·ÚÙ¿Ù·È ·fi ÙÔÓ ÎÏÈÓÈÎfi
Ù‡Ô Î·È ÙËÓ ¤ÁÎ·ÈÚË ·ÓÙÈÌÂÙÒÈÛË. √ ‚·Ú‡˜ Ù‡Ô˜
ÌÂ ÙËÓ ÚÒÈÌË  ¤Ó·ÚÍË Û˘ÓÔ‰Â‡ÂÙ·È ·fi ˘„ËÏ‹
ıÓËÙfiÙËÙ·. √ ı¿Ó·ÙÔ˜ Â¤Ú¯ÂÙ·È ÏfiÁˆ ˘ÂÚÙÚÔÊÈ-
Î‹˜ Ì˘ÔÎ·Ú‰ÈÔ¿ıÂÈ·˜, ÂÚÈÎ·Ú‰È·Î‹˜ Û˘ÏÏÔÁ‹˜
Î·È ÎÔÈÏÈ·ÎÒÓ ·ÚÚ˘ıÌÈÒÓ, Û˘Ó‹ıˆ˜ ÛÙÔ 1Ô ÂÂÈÛfi-
‰ÈÔ «ÌÂÙ·‚ÔÏÈÎ‹˜ ·Ô‰ÈÔÚÁ¿ÓˆÛË˜» ‹ ·ÚÁfiÙÂÚ·.
øÛÙfiÛÔ, ÌÂ ÙËÓ Î·Ù¿ÏÏËÏË ‰È·ÈÙËÙÈÎ‹ ·ÓÙÈÌÂÙÒÈÛË
Â›Ó·È ‰˘Ó·Ù‹ Ë ˘ÔÛÙÚÔÊ‹ ÙˆÓ ‚Ï·‚ÒÓ ·fi Ù· ‰È¿-
ÊÔÚ· Û˘ÛÙ‹Ì·Ù·.8,9 ∂ÈÏ¤ÔÓ, ÌÂ ÙËÓ ÚÔÛ˘ÌÙˆ-
Ì·ÙÈÎ‹ ‰È¿ÁÓˆÛË Î·È ·ÓÙÈÌÂÙÒÈÛË, È‰È·›ÙÂÚ· ÛÙÈ˜
‹ÈÂ˜ ÌÔÚÊ¤˜, ÌÔÚÂ› Ó· ÚÔÏËÊıÂ› Ë ÂÍ¤ÏÈÍË ÙË˜
ÓfiÛÔ˘, ·ÎfiÌË Î·È Ô ı¿Ó·ÙÔ˜. ŒÙÛÈ, Ë ÂÊ·ÚÌÔÁ‹
¿ÌÂÛ· ÙË˜ Î·Ù¿ÏÏËÏË˜ ıÂÚ·Â˘ÙÈÎ‹˜ ·Ú¤Ì‚·ÛË˜
ıÂˆÚÂ›Ù·È ÂÈ‚Â‚ÏËÌ¤ÓË. ∞˘Ù‹, Â›Ó·È Û˘ÌÙˆÌ·ÙÈ-
Î‹, fiˆ˜ Ë ·ÓÙÈÌÂÙÒÈÛË ÙˆÓ Î·Ú‰È·ÎÒÓ ‹ ¿ÏÏˆÓ
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ÂÈÏÔÎÒÓ Î·È ÂÈ‰ÈÎ‹ ‰È·ÈÙËÙÈÎ‹ ·ÁˆÁ‹. ∂È‰ÈÎfiÙÂ-
Ú·, ÛÙË ÓÂÔÁÓÈÎ‹ Î·È ‚ÚÂÊÈÎ‹ ËÏÈÎ›· Û˘ÛÙ‹ÓÂÙ·È
‰›·ÈÙ· ¯·ÌËÏ‹˜ ÂÚÈÂÎÙÈÎfiÙËÙ·˜ ÛÂ ÏÈ·Ú¿ ÔÍ¤·
Ì·ÎÚÈ¿˜ ·Ï˘Û›‰·˜ Î·È ˘„ËÏ‹˜ ÂÚÈÂÎÙÈÎfiÙËÙ·˜ ÛÂ
MCT.8,12 ∆· ÙÂÏÂ˘Ù·›· ‰ÂÓ ¯ÚÂÈ¿˙ÔÓÙ·È Î·ÚÓÈÙ›ÓË
ÁÈ· Ó· ÂÈÛ¤ÏıÔ˘Ó ÛÙ· ÌÈÙÔ¯fiÓ‰ÚÈ· Î·È Ó· ˘ÔÛÙÔ‡Ó
‚-ÔÍÂ›‰ˆÛË. ∞ÓÙ›ıÂÙ·, ÛÙ· Ì·ÎÚÈ¿˜ ·Ï˘Û›‰·˜ ÏÈ·-
Ú¿ ÔÍ¤· ¯ÚÂÈ¿˙ÂÙ·È Ë Î·ÚÓÈÙ›ÓË, Ë ÂÏÂ‡ıÂÚË ÌÔÚÊ‹
ÙË˜ ÔÔ›·˜ Â›Ó·È ÂÏ·ÙÙˆÌ¤ÓË ÛÙÔ ·›Ì· ÛÂ ·ÓÂ¿Ú-
ÎÂÈ· ÙË˜ VLCAD.4 øÛÙfiÛÔ ÛÂ ·ÓÂ¿ÚÎÂÈ· ÙË˜
VLCAD, Ë ¯ÔÚ‹ÁËÛ‹ ÙË˜ Ú¤ÂÈ Ó· Á›ÓÂÙ·È ÌÂ ÚÔ-
ÛÔ¯‹, Î·ıÒ˜ ÌÔÚÂ› Ó· Ô‰ËÁ‹ÛÂÈ ÛÂ ¿ıÚÔÈÛË ÙˆÓ
ÂÛÙ¤ÚˆÓ ÙË˜ Ô˘ ıÂˆÚÔ‡ÓÙ·È ÙÔÍÈÎÔ› ÁÈ· ÙÔ Ì˘Ô-
Î¿Ú‰ÈÔ ÂÍ·ÈÙ›·˜ ÙË˜ ·ÚÚ˘ıÌÈÔÁfiÓÔ˘ ‰Ú¿ÛË˜ ÙÔ˘˜.
∞˘Ùfi˜ ‹Ù·Ó ÂÍ¿ÏÏÔ˘ Ô ÏfiÁÔ˜ Ô˘ ¯ÔÚËÁ‹ıËÎÂ L-
Î·ÚÓÈÙ›ÓË ÛÂ ÌÈÎÚfiÙÂÚË ‰fiÛË ÛÙÔÓ ·ÛıÂÓ‹ Ì·˜.
∂ÈÏ¤ÔÓ, ÓÂfiÙÂÚÂ˜ ÌÂÏ¤ÙÂ˜ ¤‰ÂÈÍ·Ó fiÙÈ Ë Û˘ÌÏË-
ÚˆÌ·ÙÈÎ‹ ¯ÔÚ‹ÁËÛË Î·ÚÓÈÙ›ÓË˜ ÌÔÚÂ› Ó· ÌËÓ Â›Ó·È
··Ú·›ÙËÙË, Î·ıÒ˜ Ù· Â›Â‰· ÙË˜ ÛÙÔ ·›Ì· ‰ÂÓ
·ÓÙÈÚÔÛˆÂ‡Ô˘Ó ÙËÓ ·Ú·ÁˆÁ‹ ÙË˜ ·fi ÙÔ˘˜ ‰È¿-
ÊÔÚÔ˘˜ ÈÛÙÔ‡˜ ÛÂ Û˘Óı‹ÎÂ˜ ·˘ÍËÌ¤ÓˆÓ ·Ó·ÁÎÒÓ.13

™˘ÌÂÚ·ÛÌ·ÙÈÎ¿, Ë ·ÓÂ‡ÚÂÛË ÌË ÎÂÙˆÙÈÎ‹˜ ˘Ô-
ÁÏ˘Î·ÈÌ›·˜ ı· Ú¤ÂÈ Ó· ı¤ÙÂÈ ÙËÓ ˘Ô„›· ÌÈÙÔ¯ÔÓ-
‰ÚÈ·Î‹˜ ‰È·Ù·Ú·¯‹˜ ÙË˜ ‚-ÔÍÂ›‰ˆÛË˜ ÙˆÓ Ì·ÎÚÈ¿˜
Î·È ÔÏ‡-Ì·ÎÚÈ¿˜ ·Ï˘Û›‰·˜ ÏÈ·ÚÒÓ ÔÍ¤ˆÓ, È‰È·›-
ÙÂÚ·  fiÙ·Ó Û˘ÓÔ‰Â‡ÂÙ·È ·fi ÂÎ‰ËÏÒÛÂÈ˜ ·fi ÙËÓ
Î·Ú‰È¿, ÙÔ ‹·Ú Î·È ÙÔ ÎÂÓÙÚÈÎfi ÓÂ˘ÚÈÎfi Û‡ÛÙËÌ·,
Î·ıÒ˜ Ë ¤ÁÎ·ÈÚË ‰È¿ÁÓˆÛË Î·È ·ÓÙÈÌÂÙÒÈÛË ¤¯ÂÈ
È‰È·›ÙÂÚË ÛËÌ·Û›· ÁÈ· ÙËÓ ¤Î‚·ÛË ÙË˜ ÓfiÛÔ˘. ∂È-
Ï¤ÔÓ, ÌÂ ÙË ‰È¿ÁÓˆÛË ·Ú¤¯ÂÙ·È Ë ‰˘Ó·ÙfiÙËÙ·
ÚÔÁÂÓÓËÙÈÎÔ‡ ÂÏ¤Á¯Ô˘ ÛÂ ÌÂÏÏÔÓÙÈÎ‹ ÂÁÎ˘ÌÔÛ‡ÓË. 
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Summary
We describe a case of very long chain acyl-Co∞ de-
hydrogenase (VLCAD) deficiency, a mitochondrial
fatty acid ‚-oxidation defect, in a male full-term
neonate whÔ presented with generalized hypotonia,
hypotension, hypoketotic hypoglycaemia and liver
dysfunction on the 3rd day of life. Heart ultrasound
revealed thickening of the intraventricular septum
which progressed to concentric hypertrophy of the
myocardium. The early diagnosis and appropriate
dietary treatment of this infant resulted in reversal
of his symptoms but he had frequent hospital ad-
missions later on due to metabolic decompensations
which ultimately led to his death at the age of 9
months. Mutation analysis revealed compound het-
erozygosity with two new mutations in the VLCAD
gene enabling prenatal diagnosis of future pregnan-
cies of his mother’s.

Key words: VLCAD, ‚-oxidation, hypoketotic hypoglycaemia,
neonate 

µÈ‚ÏÈÔÁÚ·Ê›·
1. Izai K, Uchida Y, Orii T, Yamamoto S, Hashimoto T.

Novel fatty acid beta-oxidation enzymes in rat liver mi-
tochondria. I. Purification and properties of very-long-
chain acyl-coenzyme A dehydrogenase. J Biol Chem
1992;267:1027-33.

2. Boneh A, Andresen BS, Gregersen N, Ibrahim M,
Tzanakos N, Peters H, et al. VLCAD deficiency: pitfalls
in newborn screening and confirmation of diagnosis by
mutation analysis. Mol Genet Metab  2006;88:166-70.

3. Andresen BS, Olpin S, Poorthuis BJ, Scholte HR,
Vianey-Saban C, Wanders R, et al. Clear correlation of
genotype with disease phenotype in very-long-chain
acyl-CoA dehydrogenase deficiency. Am J Hum Genet
1999;64:479-94.

4. Vianey-Saban C, Divry P, Brivet M, Nada M, Zabot MT,
Mathieu M, et al. Mitochondrial very-long-chain acyl-
coenzyme A dehydrogenase deficiency: clinical charac-
teristics and diagnostic considerations in 30 patients.
Clin Chim Acta 1998 ;269:43-62.

5. Smelt AH, Poorthuis BJ, Okenhout W, Scholte HR, An-
dresen BS, van Duinen SG, et al. Very long chain acyl-
coenzyme A dehydrogenase deficiency with adult onset.
Ann Neurol 1998;43:540–54.

6. Cairns AP, O'Donoghue PM, Patterson VH, Brown JH.
Very-long-chain acyl-coenzyme A dehydrogenase defi-
ciency--a new cause of myoglobinuric acute renal fail-
ure. Nephrol Dial Transplant. 2000;15:1232-4.

7. Kluge S, Kuhnelt P, Block A, Merkel M, Gocht A,
Lukacs Z, et al. A young woman with persistent hypo-
glycemia, rhabdomyolysis, and coma: recognizing fatty
acid oxidation defects in adults. Crit Care Med
2003;31:1273-6.

183

¶∂ƒπ°∂¡¡∏∆π∫∏ π∞∆ƒπ∫∏ & ¡∂√°¡√§√°π∞ T√ª. 1, T∂ÀÃ. 2-3, ™∂§. 179-184, 2006

© E§§HNIKH ∂∆∞πƒ∂π∞ ¶∂ƒπ°∂¡¡∏∆π∫∏™ π∞∆ƒπ∫∏™ - ∂§§∏¡π∫∏ ¡∂√°¡√§√°π∫∏ ∂∆∞πƒ∂π∞

SARAFIDHS  21/9/2006  16:07  “ Æ183



8. Spiekerkoetter U, Tenenbaum T, Heusch A, Wendel U.
Cardiomyopathy and pericardial effusion in infancy
point to a fatty acid b-oxidation defect after exclusion of
an underlying infection. Pediatr Cardiol 2003;24:295-7. 

9. ∞˘ÁÔ˘ÛÙ›‰Ô˘-™·‚‚ÔÔ‡ÏÔ˘ ¶, ∫·Ú·Ì¤ÚË˜ ™, ∫·Ú‡‰·
™, Ã·Ù˙Ë¯Ú˘Û¿ÓıÔ˘ Ã, ∞È‚¿ÍË˜ µ, Ã·Ù˙ËÛÂ‚·ÛÙÔ‡ Ã
Î·È Û˘Ó. ∞Ó·ÛÙÚ¤„ÈÌË ‚·ÚÈ¿ Ì˘ÔÎ·Ú‰ÈÔ¿ıÂÈ· ÛÂ
‚Ú¤ÊÔ˜ ÌÂ ‰È·Ù·Ú·¯‹ ‚-ÔÍÂ›‰ˆÛË˜ ÏÈ·ÚÒÓ ÔÍ¤ˆÓ
ÔÏ‡-Ì·ÎÚÈ¿˜-·Ï˘Û›‰·˜. ¡¤· ¶·È‰È·ÙÚÈÎ¿ ÃÚÔÓÈÎ¿
2003;3:293-8.

10. Voermans NC, van Engelen BG, Kluijtmans LA,
Stikkelbroeck NM, Hermus AR. Rhabdomyolysis
caused by an inherited metabolic disease: very long-
chain acyl-CoA dehydrogenase deficiency. Am J Med

2006;119:176-9.
11. Wood JC, Magera MJ, Rinaldo P, Seashore MR,

Strauss AW, Friedman A. Diagnosis of very long chain
acyl-dehydrogenase deficiency from an infant's new-
born screening card. Pediatrics. 2001;108:E19.

12. Touma EH, Rashed MS, Vianey-Saban C, Sakr A, Di-
vry P, Gregersen N, et al. A severe genotype with
favourable outcome in very long chain acyl-CoA dehy-
drogenase deficiency. Arch Dis Child 2001;84:58-60.

13. Spiekerkoetter U, Tokunaga C, Wendel U, Mayatepek
E, Ijlst L, Vaz FM, et al. Tissue carnitine homeostasis in
very-long-chain acyl-CoA dehydrogenase-deficient
mice. Pediatr Res 2005;57:760-4. 

™·Ú·Ê›‰Ë˜ Î·È Û˘Ó.AÓÂ¿ÚÎÂÈ· VLCAD

184

SARAFIDHS  21/9/2006  16:07  “ Æ184


