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NħE*ŉ�łŐƧƌDǉ ǜċ°İ±ŔÏŖłŐ�õɳǜċ°İ±ÏŖłŐ�õɴɱǽɛɪȺɯ
ıRȢƹĴ°ȷȶɫɅµíĲȞǓȑȱƢîłŐĤǾȇȮȢNħE*ƈÏÆƸƢî�õƧƌDǉ ǜ
ċ°İ±ŔÏŖłŐ�õɳǜċ°İ±ÏŖłŐ�õɴɱǽɛɪȺɯıȟɂɲɝȶɩɯɅțµí�ǕȞǓ

ȑȱƢîłŐĤǾȠǺɛɪȺɯıȟį�ǺµíɪɅȽǺż�ǺôîǺıĦɱı¶ǺċĳɱĳǩğČŔȴƢ

îłŐȏǺÙäƛÓȴWŴȞȑȱƛÓɡɲȻɲȭƛÓpėǺı¶Ɲ"ɡɲȻɲɱǇĲ�pėǺàƿ

ȝċĳɱȿȵǺµí�ǕčŔȟȹɘɍɯɅȴńőȏǺȔȲȯȴƭȨȆȕƛĳȼȶɏɩȶɯȭµí�Ǖȼȶ

ɏɩȶɯŔȴ�·ȑȱȍțȞȮȖșǺɛɪȺɯıȟƛĳǺ�ǕǺ.ãȤ\ȌȕłŐȞƦĠȑȱȍțȴ�b

țȏșȄȱǻ 
ɛɪȺɯıȠƸƈ°ȚſăĶȝŇŢu°İ±ȚȃȱǻƱ�Ǻī+ôîȭŸŵǬēôîŔȞȮȱɛɪ

ȺɯıȟƛÓºƉȠƅȏȋƸĀȏșȊȕǻɗɎȟɛɪȺɯıȟ�ǂȠµíg|ɛɪȺɯȉɗɎȃȱȄȠG

ĝȈȯ�ËȑȱȍțȞȮȖșĴĲȑȱȟȚǺɛɪȺɯıȟÿńȝÙäƛÓȠ±űȈȯȟ 2ýµí�Ǖȟ
ȕȫȞȬǇƍȚȃȱǻċĳȞǓȏșȠĥÛęȚȠâF°ȉńőȏȕċĳčȠȝȄȉǺpŅłŐȚȠ

ùǼȝ&ƌƆĝȉƎ9ȎȲǺ�¥ȟż�ƞǪȞ\ȌȕTȰšȩȉƸ�ȏșȄȱǻ 
ȍȟǽɛɪȺɯıƛĳȼȶɏɩȶɯ 2017ǾȠɛɪȺɯıƛĳȴ�ǐțȏȝȄ�ƁJ�\ȌȞ�·ȑȱȬ

ȟȚȃȱǻçĲȟƛÓȇȮȢċĳȞǓȑȱȼȶɏɩȶɯȉÜRȑȱȍțȞȮȰǺçĲȉÙäȞƛÓȎȲǺ

±űȉȮȰÙȋàƿȝƛĳȴUȌȱȍțȉȚȊȱû�ȉsȆȱȍțȉä£ȎȲȱǻ 
 

çȼȶɏɩȶɯȠǽɛɪȺɯıRȢƹĴ°ȷȶɫɅµíĲȞǓȑȱƢîłŐĤǾțǽɛɪȺɯıȟɂɲ

ɝȶɩɯɅțµí�ǕȞǓȑȱƢîłŐĤǾȟ�ĤȟłŐ�ƊűǺłŐ:¿űǺłŐLBűȉ3Z

Ț�·ȏȕɷĤd[řɳⅰɹⅱɞɲɄQěɴɸǻ4�Ķȝ�·ȟŢũțȏșȠǺȨȒǺɛɪȺɯıǓ#ĤȞ
ȮȱɛɪȺɯıǓ#ĤƷţ�Ƥɳ�· 26 � 7 á 7 ØǺJejuǺKoreaɴȞșǺǽɛɪȺɯıƛĳȼȶɏɩȶɯ
2014ǾȴÍƕȏǺǽɛɪȺɯıƛĳȼȶɏɩȶɯ 2017Ǿȴ�·ȑȱȍțȴĉ�ȏȕǻýȞǺ�· 26���ł
ŐĤYZȟłŐq_�ɳ�· 27 � 1 á 19 ØǺê�ɴÛȟłŐű�ƤȞșǺǽɛɪȺɯıƛĳȼȶɏɩ
ȶɯ 2017Ǿȟø·Ǻȼȶɏɩȶɯ�·ȟÕčȭ¹ǢɳOñoœ¿¡űǺŧǛȟÕǊŔɴȞȗȄșpçĶ
ȝZ³ȴ¨ȕǻƱ�ȟƛĳȼȶɏɩȶɯȞȠǺŉ�ĶðÁȞpȘȋǇĲ�:ǧȴ]ȪȍțȉćȫȯȲș

ȇȰǺǽɛɪȺɯıƛĳȼȶɏɩȶɯ 2017ǾȞȠǺÔȕȞǽɛɪȺɯıȟǇĲ�:ǧǾȟǡĹȴCȆȱȍțț
ȏȕǻȔȟ¥Ǻ�łŐĤYZȟŧǛ{d�ȚeǦęȴƗƤȏȝȉȯŧǛ�õȴƈȖȕǻ4�Ķȝȼȶ

ɏɩȶɯȟ�·Õčɱ¹ǢȠ��ȟƴȰȚȃȱǻ 
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3 
•! śŠŉŢ�ĶQn)8śŠŉŢĴĽŀ���ÈQn�İĚË¶Nİ³y�ĳ�¦2N�Oĵ�
ªİĞŀě 

•! śŠŉŢĵjRĶwA-ĵśŠŉŢµ�ŦāăĉĉĒĉÿďÝ čďćČċÝ čďČđăćċëÝöďöïŧĵ��uÊģ2�ĩį�Ī
ŀQn-ĵ�AśŠŉŢµ�ÞùāďÿčćăÝöďöëÝöďöùāßıĨŁįğŀěÝ

•! ŘŕĵśŠŉŢ�Ķ£ ä �ũäãã ��ŤCĵ���İĚÞäß9�N ïďăĒđĖĄăĉĂđàôÿĈČĀ �

Ŧ ïďăĒđĖĄăĉĂđàôÿĈČĀÝ ĂćĐăÿĐăëÝ ïôð ŧ Ŧ � ) � d ŧ Ě Þåß Î  N ý Î  N ïôð Ě

òăďĐđĊÿċċàùđďėĒĐĐĉăďàùāĆăćċĈăď �ŦòăďĐđĊÿċċàùđďėĒĐĐĉăďàùāĆăćċĈăďëÝ òùùŧĚ³yN<cN�

��Ý ÞĄÿđÿĉÝĄÿĊćĉćÿĉÝćċĐČĊċćÿëÝññóßÝþŦöďö Î82�ĴĽŀŧĚÞæßÝ �KNý��N ïôðŦŦ�°�r

I ïôðÝÞĂĒďÿÝĊÿđăďÝąďÿĄđÝÿĐĐČāćÿđăĂÝïôðëÝĂïôðßÝ ĳĲŧĚ2�- ïôðÝÞēÿďćÿċđÝïôðëÝēïôðßÝ ŧŦś

ŠŉŢķĵeÖĴĽŀŧĴ�ÚĨŁŀěÝ

•! ïôð �-�ĶMÉË¶Nĵ�¦Ť¢���ŦÁ��ĚŝŉŋšťŗŏĚ��N�½ĳĲŧŃ�ī
ģĚzÆ�©JË¶Nĵ×�-�ĻĞŀħıĴ�PīŀěÝ

•!pj�|�ĶĳĥĚ=��Ť\X�|�ĚŌŅŃ¶Ġě��� Ģľ¿�\[Ń!ĦŀħıģİĤŀě 

 
2 3 
. / a

a

ɛɪȺɯıȠµíg|ɛɪȺɯɳprionɴȞȮȱµí°ȚſăĶȝŇŢu°İ±ȟ�ŭȚȃȱǻĞª
ĶȝıĦ+Ȉȯ�ƽ°đŤğŸĲɳtransmissible spongiform encephalopathies: TSEɴțȬaȡȲȱǻɛ
ɪȺɯıȠōȟtȴƫȆș�Ëȑȱ�ġ3ƴµíĲȚȃȱɳƊǵǱǲɴǻɛɪȺɯȠ�
ȟÿ�ƇĵƩȚ

ȃȱ PrP ȟøƶȉuIȏȕĭ�ɛɪȺɯƇĵȔȟȬȟȚȃȰǺȔȲȞȮȱɛɪȺɯıĴıû�ɳɛɪȺɯ
�ơɴȠwÐȟłŐȞȮȖșƋ�ȌȯȲșȊȕ 1ǻ 

PrPCȠǺŒ 20íƂ��Ȟȃȱǀ�|ȈȯȗȋȯȲǺ
Ȟ	ìŇŢŝȚǺ�ǈȠɪɯɖŝšūȚĴĥ
ȏșȇȰǺɛɭɌȵɲɇµU°Țµí°ȟȝȄƇĵȚȃȱǻPrPCȠ 253 ȵɢɔǅȟɠɪɞɛɉɏțȏșĨ
ħȎȲǺà<ȟ 22 ȵɢɔǅɳɃȾɐɫɞɛɉɏɴȉůƚÛȞǗPȎȲǺȎȯȞůƚ¥Ȟ 230 Ąpȟ�Ŭ
Ȟ GPIȵɯȻɲȉ�CȎȲȱǻ181RȢ 197ĄpȠŜǍ�Cǂ�ȚȃȱǻŒ 51ɹ91ĄpȟǒȞ 8ȵɢ
ɔǅȟS©Ǆ;ǂȉ}lȑȱǻ�ÕǺɛɪȺɯıȚȠǺPrPC ȉɛɭɌȵɲɇ¾½°ȟµínȟĭ�ɛ

ɪȺɯƇĵ PrPScȞuIȏǺŸ6ȚŇŢŠųȴǚ�ȏĴĲȑȱ*ǻPrPCȈȯ PrPScȤȟuÈȠ PrP ȟő
�øƶȟuIțŰȆȯȲșȇȰɳβ ɃɲɎøƶȞ�ȪȮȅȞȝȱɴǺɛɪȺɯµíŠųĪéȟ PrPScțÅƓ

ȏȕ�
Šųȟ PrPCȠǺPrPScȴǋnȞȏș PrPScȞøƶuÈȑȱȬȟțŰȆȯȲșȄȱǻ 
PrPScȟøƶȟƾȄȠɛɪȺɯıȟı+ȟƾȄȞǓ�ȑȱǻPrPǀ�|ȟwnɳɁɏɯ 129Ǻ219ɴȠɛ

ɪȺɯıȟİ±µU°ȭı+ȞǺuĭȠǀ�°ɛɪȺɯıȞǓƷȏșȄȱǻ 

 

 

ȁŶďȂ 
*ɛɭɌȵɲɇȞ�ȏșùǼȝµU°ȴņȑǟ5nĶȝ~Ĵ°ɛɪȺɯıȟ�ŭȉ "variably protease-sensitive 
prionopathy" ǯVPSPrǰǮ țȏșƱ�q_ȎȲșȄȱɳZou WQ, et al. Ann Neurol 2010; 68:162-172ȦȈɴ 



 

 . ( )

4 a

A.  
 ǯscrapieǰ 

 ǯbovine spongiform encephalopathy: BSEǰ 
 ǯchronic wasting disease: CWDǰ 

 
 

9 

 
 

 
 
 

 
 

B.  
 Creutzfeldt-Jakob  ǯCJDǰ 

  "Variably protease-sensitive prionopathy" ǯVPSPrǰ* 
 CJD 

  Gerstmann-Sträussler-Scheinker  ǯGSSǰ 
   ǯfatal familial insomnia: FFIǰǮ
  PrP ** 

 kuru   
  CJD ǯ  
  9 CJD ǰ 
  CJD ǯvariant CJD: vCJDǰ 

 

 
] a

ɗɎȟɛɪȺɯıȠǷĞĴ°ɷ~Ĵ° CJDɸ*ɳOg�ÚɴǺǸǀ�°ɳPrP ǀ�|uĭȞǓƷɴǺǹĢ
¨°ɳɛɪȺɯȤȟÞǞțȔȟĢ¨ȞȮȱɴȞx=ȎȲȱɳƊǵ-1ɴǻ 
ɛɪȺɯıȟĴĲģȠǺ�V 100��ȃȕȰ�ǒȦȧɵ�Țȃȱ 2ǻȳȉkȟɂɲɝȶɩɯɅȞȇȌȱ

ınąȟǤ�ȚȠǺ~Ĵ° CJD 76.6%Ǻǀ�°ɛɪȺɯı 19.7%ǺĢ¨°ɛɪȺɯı 3.5%ȟǢȚȃȖ
ȕǯjǵ-1ǰǻȳȉkȟĢ¨°ɛɪȺɯıȠ vCJD 1  3ȴǗȊǺȑȥș dCJD ȚȃȰǺdCJD ȠƻPȟƢ
îȞȮȱ±űÐȴťƖȑȱț 149 Țȃȱɳ2015� 2áĥlɴǻXınȟż�+ȟ÷ƍȴƊǵ-2 Ȟņȑǻ 

+ĘàäŨïôð ŎťŜņşŢŏ7(�Ŧäêêê C ç g�åãäè C å gŧİ%:ĨŁĭÝ

śŠŉŢ� åçêê �ĵ�-�ÚÝ

Ý

Ý

Ý

Ý

Ý

Ý

Ý

Ý

Ý

Ý

Ý

Ý

Ý

Ý
Ý

ȁŶďȂ 
**Ʊ�ǺPrP ǀ�| Y163X uĭȴ�ȄǺ	�äȞŽ¤ŇŢɱæòŇŢǚ�ȴ
ªțȏșĴĲȏǺ¥ȞƠŀĲȴ^ȏǺ
1ƮŻfȞ PrP ȵɢɭȶɏĊĿȴƠȫȱ1Ʈ° PrP ȵɢɭȶɏɲɃɅȟ�ŝȉq_ȎȲȕɳMead S, et al. N Engl J Med 
2013; 369:1904-1914; Matsuzono K, et al. Eur J Neurol 2013; 20:e67-69ȦȈɴ 



 

 . ) )

·ĘàåŨŘŕĵśŠŉŢ�ĵ�-ĵt¸ŦÀ¤Ķ#�-ĵ¼ÂĵØŃ �ŧ

	 !~Ĵ° CJDɳsporadic CJDɴɶ 
Og�ÚȟĞĴ°ȟɛɪȺɯıǻ~Ĵ° CJD ȟ5n ȠǺƠŀûŴǚ�ǺƺGyƢǺƏƐĭ�ŔȚĴ
ĲǺȎȯȞǌ�Ƭɱǌ�vƬĲ&ǺɢȺȽɭɲɒɅȝȜȟŇŢśŇĲ&ȉ¯ƵȞƸƈȏǺ�m 3ɹ4 ȈáȚ
ĚG°ĚƔȞǘȱǻ�ÕȚǺĆƯĶŨ¦ȝƸƈȴņȑǟ5n Ȭ}lȑȱǻı+ȟƾȄȠǺPrP ǀ�|
Ɂɏɯ 129wnțɛɭɌȵɲɇ¾½°ĭ� PrPȟƾȄȞǓƷȏșȄȱǻƱ�ǺɛɭɌȵɲɇȞùǼȝµU°
ȴņȑĭ� PrP ȴĞªțȑȱǟ5n ȟ�ŭɳVPSPrɴȬq_ȎȲșȄȱɳŶď*Qěɴǻ 

	 !ǀ�°ɛɪȺɯıɳgenetic prion diseasesɴ: 
ǀ�°ɛɪȺɯıȠ PrP ǀ�|ȟuĭȞƪgȏǺwÐȟuĭȉŀȯȲșȄȱǻǀ�¢�Ƞ�íƂ�,°
ǀ�ȚȃȱȉǺǀ�ĶĒƳģȉ�ȋuĭȴâȏșȄșȬĴĲȓȒǺż�ĶȞȠ�ŝ6ȞĴĲűȉȄȝȄ

~Ĵ țȏșƠƣȎȲȱuĭȬȃȱǻuĭȟōǧȞȮȰǺĆƯĶƸƈȉŨ¦ȚŸȞ PrP ȵɢɭȶɏÒȴâȑ
ȱȬȟɷGSSınɸǺCJDùȟż�ȭıĦȴņȑȬȟɷCJDnɳǀ�°CJDɴɸǺſă°�×°�ľĲǯFFIǰǺ
ȔȲ�vȞx=ȎȲȱǻƱ�Ǻ1Ʈ° PrP ȵɢɭȶɏɲɃɅȟınȉq_ȎȲȕɳŶď**Qěɴǻ 

	 !Ģ¨°ɛɪȺɯıɳenvironmentally acquired prion diseasesɴɶ 
Ģ¨°ɛɪȺɯıȠǺɛɪȺɯȞÞǞȎȲȔȲȴĢ¨ȑȱȍțȞȮȖșĴĲȑȱǻȳȉkȚwĴȏșȄȱŃ

źŊó¥ CJDɳdCJDɴȠǺɛɪȺɯȞĈíȎȲȕɗɎ��ĪéŃźȟŊóȞȮȱǻuĭn CJD ǯvCJDǰǮ ȠǺ
ȷɃȟɛɪȺɯıȚȃȱȷɃđŤğŸĲɳBSEɴȟɛɪȺɯȞĈíȎȲȕǨcȈȯȟ�ËȉŰȆȯȲșȄȱǻ
ȳȉkȟ vCJD ȠƃkŁäĘl	Ȟ BSE ɛɪȺɯȞĈíȏșȄȱɪɅȽȟȃȱǨcȤȟÞǞĂȴâȏșȄȕ 3ǻ

ýåþÝ śŠŉŢ�ŃĲĠ¿�īŀĢůÝ

jǵ-2 ȞƛÓȤȟƼŕȴņȑǻĥıĂțƛ�¸ƎȈȯɛɪȺɯıȟWŴ°ȴĮȅȍțȉƛÓȟŒ�
ĀȚȃȱǻ¯ƵƸƈ°ȟƠŀĲȝȜȟŇŢɱśŇĲ&ȴņȑ CJD 5n �vȞǺĆƯĶŨ¦ȝƸƈ
ȴņȑǟ5n ȉȃȰǺOg�ÚȟŇŢu°İ±ȟƛÓȚȠɛɪȺɯıȴǎ=ƛÓȞ0ȲȱǻȎȯȞǺ

ÿńȝıĂɳ�×ĂǺŊóĂǺĔƀĂŔɴȟ»ÉǺôîɳŸĎǺMRIǺŸŵǬēɡɲȻɲǺPrP ǀ�|ɴ
¸ƎȞȮȖșǺ�İ±ȴǗvȏǺɛɪȺɯıȟınȴƛÓȑȱǻ 
ĥÛęȚâĩ°ȉƜÚȎȲȕðçĶċĳčȠȝȋǺ�ĲĶɱÌÃĶȝċĳȭȿȵǠȉǇƍȚȃȱǻ

ĥlǺPrPȟ:|ı¶ȴúĶțȏȕċĳčȉǑĴ	Țȃȱǻ 
ƟŠȠXınȟƛÓțċĳȟǡȴQěȎȲȕȄǻ 

+ĘàåŨśŠŉŢ�¿aķĵÍ¡ě 
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ɛɪȺɯıȠĞ�İ±ċĳłŐ�õ�ƥİ±ȞÄ�ȎȲșȇȰǺJĳƧD·ȴUȌȱȍțȉȚȊȱǻ

ǜı²qɟɲɣɞɲɄɆɯɈɲȟ HP ȞȠǺJĳƧD·ȴ]ȫǺ�Ɓ\ȌRȢJĳ§�ű\Ȍ²q
ȉÇưȎȲșȄȱ 4ǻ 
ɧɁɚıɂɠɲɎɓɊɎɮɲȽȟ HPȞ±ű�×ÌÊ²qȉÇưȎȲșȄȱ 5ǻ 
łŐĤȠɛɪȺɯıȟɂɲɝȶɩɯɅŔȴƴȐșɛɪȺɯıȟƛĳÌÊȴƈȖșȄȱǻCJD ɂɲɝȶ

ɩɯɅ{d�ȴƴȐș CJDɂɲɝȶɩɯɅ{dȭNħE*ļȉ�ȫȱXǃƼ�Ľȟ CJD¿¡�ǐJ
ŔȞȮȱÌÊɳXōôîȴ]ȪɴȴUȌȱȍțȉȚȊȱ 6ǻȎȯȞ±űȭ�×Ȟ�ȑȱ«ĦǠȟÌÊȬƈ

ȖșȄȱ 6ǻ 
ɛɪȺɯıȠŒ 5ǧµíĲȞÄ�ȎȲșȇȰǺJ�ȠƛÓ¥ 7Ø�6Ȟ$(¸Ȟ�Ȍ9ȱȍțȉŮ

HȘȌȯȲșȄȱɳ�9ňɶ

http://www.mhlw.go.jp/bunya/kenkou/kekkaku-kansenshou11/pdf/01-05-05.pdfɴǻȝȇǺɛɪȺɯıȟÿ
ńȝƛÓǺĴħğČȟ»ÉǺµí�Ǖ�ŖȞȠǺ?ôȞȮȱıĦôîȉǇƍȚȃȱǻɛɪȺɯıĲ 

ȟ?ôƧĩȞȗȄșȠNħE*ļȭłŐĤȟÌÊȉUȌȯȲǺȨȕǺ±ű0ǖÖƙȚɛɪȺɯıĲ

 ȟ?ôȉȚȊȝȄrYȬǺɛɪȺɯıĲ ?ôUȌ0ȲWŴȝÖƙȞȗȄșłŐĤȞeȄYȳȓ

ȉWŴȚȃȱɳeȄYȳȓ-ɶɛɪȺɯıɂɲɝȶɩɯɅRȢµí�ǕȞǓȑȱƢîłŐĤ�H�Ǯ

HPɶhttp://prion.umin.jp/index.htmlɴǻ 
 

-  
1.! Colby DW, Prusiner SB. Prions. Cold Spring Harb Perspect Biol 2011; 3: a006833. Review.  

2.! Nozaki I, Hamaguchi T, Sanjo N, Noguchi-Shinohara M, Sakai K, Nakamura Y, et al. Prospective 10-year 

surveillance of human prion diseases in Japan. Brain 2010; 133: 3043-3057.  

3.! Yamada M, Variant CJD Working Group, Creutzfeldt-Jakob Disease Surveillance Committee, Japan. The first 

Japanese case of variant Creutzfeldt-Jakob disease showing periodic electroencephalogram. Lancet 2006; 367: 874. 

4.! ǜı²qɆɯɈɲǮ ɟɲɣɞɲɄǯhttp://www.nanbyou.or.jp/ǰɶ 

ɛɪȺɯı ǯǲǰǮ ȽɭȶɋəȸɫɎɱɧɁɚıɳCJDɴǯhttp://www.nanbyou.or.jp/entry/80ǰǺǯǳǰǮ ɀɫɅɎɡɯɱɅɎɭȶɅɩ

ɲ ɱ Ƀ ɦ ȶ ɯ Ȼ ɲ ı ǯGSSǰǮ ǯhttp://www.nanbyou.or.jp/entry/88ǰ Ǻ ǯǴǰǮ ſ ă ° � × ° � ľ Ĳ ɳ FFI ɴ

ǯhttp://www.nanbyou.or.jp/entry/51ǰ 

5.! ɧɁɚıɂɠɲɎɓɊɎɮɲȽǯhttp://www.cjdnet.jp/ǰǮ

6.! NħE*ŉ�łŐƧƌDǉǮ ǜċ°İ±.ãłŐ�õǽɛɪȺɯıRȢƹĴ°ȷȶɫɅµíĲȞǓȑȱƢîł

ŐĤǾɱǽɛɪȺɯıȟɂɲɝȶɩɯɅțµí�ǕȞǓȑȱƢîłŐĤǾǯhttp://prion.umin.jp/index.htmlǰ 
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ɗɎȟ~Ĵ°ɛɪȺɯıȠ~Ĵ° CJD8 VPSPr variably protease-sensitive prionopathy	 ȚȃȰǺ

âFȝċĳčȟȝȄſă°İ±Țȃȱǻ~Ĵ° CJD ȠɗɎȟɛɪȺɯıȟŞ 8 AȴMȫǺPrP ǀ�|
ȞuĭȠȝȄǻ�ǒ 100��Ȟ 1�Ō�ȉĴĲȏǺĴĲģȠ1�ĬĶȞȦȧ��ȏșȄȱǻwȋȠ 50
ā��ȚĴĲȏ 60ā�ȚȟĴĲȉwȄȉǺ80ā��ȚȟĴĲȬȩȯȲȱǻxǂ:ȟĲ ȠĆƯĶ¯
°ĴĲȏǺÐɰá�6ȞĚG°ĚƔȞžȱǻ ǯWorld Health Organization: WHOǰȟƛÓ
pėȉ�ĬĶȞĩȄȯȲɳƊǶ-1ɴ1, 2ǺçǁȟƛÓpėȬȍȲȞėÁȏșȄȱ 3ǻǟ5nĶȝż�Ĳğ

ȴ^ȑȱĲ ȚȠż�ƛÓȉiǜȝrYȬȃȰ 4Ǻń�ƛÓȞȠıĦ�Ķôşȉ¬ǣȚȃȱ 1-3ǻıĦ

�ĶȞȠxŸķƩȭŦè�Ȟ�ŘȝđŤğuIțŇŢŠųŷƄǺȾɪȺɲɃɅǺPrPĊĿȉȩȯȲȱ 5ǻ  
ɛɭɌȵɲɇ¾½° PrP ȠȷȹɅɈɯɚɭɊɎƒëȞȮȰ 1 nț 2 nȞ:ȌȯȲȱǻPrP ǀ�|Ɂɏɯ

129wnɳɤɉȺɑɯȴɟɥȚÃȗ MMnǺɕɪɯȴɜɌɭȚÃȗ MVnǺɕɪɯȴɟɥȚÃȗ VVnɴ
țȟšȩYȳȓȞȮȰ~Ĵ° CJD Ƞ MM1ǺMM2ǺMV1ǺMV2ǺVV1ǺVV2 ȟ 6 nȞ:ǧȎȲǺMM2
nȠż�ıĦ¸ƎȞȮȰ MM2-ķƩnț MM2-Ə�nȞ:ȌȯȲȱɳƊǶ-2ɴ6ǻMM1 nȉàȬǤ�ȉ
ǭȋǺMV1nț3Ȟ5nĶȝ CJD ȟż�ŢƻțıĦ¸Ǝȴ^ȑȱ 5, 6ǻMM2-ķƩnȠƠŀĲȴ
�
țȑȱŨ¦Ƹƈ°ȟŢƻȴ^ȏǺMM2-Ə�nȠƏ�u°Ĳȭ~Ĵ°ſă°�ľĲțaȡȲȱŋȝ
nȞ�ȑȱǻMV2nȠyƢĲğȚĴĲȏŨ¦ȝŢƻȴ^ȑȱǻçǁȚȠVV2nȠöȫșŋȚȃ
ȰǺVV1nȟq_ȠȝȄ 5, 7ǻVPSPr 7 70 
~Ĵ° CJD ȟż�ŢƻȠ 3äȞ:ȌȯȲǺŒ 1äȞȠ'®µǺȣȯȗȊǺȫȨȄǺĐG°ȟ��Ǻ

ƏƐĭ�Ǻ¼ȅȗ)\ŔȟǟĞĭĶĲğȉȩȯȲǺŒ 2 äȞȠƠŀûŴǚ�ȉ¯ƵȞƸƈȏǺǌ�
Ƭ/ǌ�vƬĲğǺɢȺȽɭɲɒɅȉ9ĥȑȱǻŇŢ�Ķ¸ƎȚȠŹS�ȟ�ƸǺıĶS�ȟ9ĥǺ�
ŸyƢǺŕ @ǺɄɅɎɑȵǺ¾½ĲǺǫ´SŔȉƠȫȯȲȱǻŒ 3 äȞȠĚG°ĚƔțȝȰǺǗķ
ƩŃĺȭ�ßÀŪŲ�ȴ^ȑȱǻçǁȚȠŞKÐȉ 1 ���ħ}ȑȱȉǺĚG°ĚƔȞžȱȨȚȟ
ŢƻȞþŚ țȟ�ȠȝȋǺŢŗïǩȭĆƯĶŏöĶȞƈȳȲȱ�ĲĳčȞȮȰĚG°ĚƔȚǏä

�bȑȱțŰȆȯȲșȄȱ 8, 9ǻ 
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I. §éȈȯĩȄȯȲșȄȱƛÓpėɳMasters ȯ 1ɴ 

A. ń� ɳdefiniteɴ 
ĞªĶȝıĦ¸ƎǺȨȕȠȷȹɅɈɯɚɭɊɎȭ/įíƂčȚŸȞĭ�ɛɪȺɯƇĵȴô9ǻ 

B. Ȧȧń� ɳprobableɴ 
ıĦ¸ƎȠȝȄȉǺ��ȟ 1-3 ȴĕȕȑǻ 
1. ¯ƵƸƈ°ƠŀĲ 
2. ýȟ 4ǡĹ	 2ǡĹ��ȴĕȕȑǻ 

a. ɢȺȽɭɲɒɅ 
b. ƏƐȨȕȠ�ŸĲğ 
c. ǌ�ƬȨȕȠǌ�vƬĲğ 
d. ĚG°ĚƔ 

3. ŸĎ�Ț`ä°Zä°ÎǝɳPSDɴȴƠȫȱǻ 

C. ĮȄ ɳpossibleɴ 
�Ƙȟ Bȟ 1RȢ 2 ȴĕȕȑȉǺŸĎ� PSD ȴüȋrYǻ 

 
II. ÂxƛÓpėɳWHO 2ɴ 

�ƘȟƛÓpėȟ CȟĮȄ ɳpossibleɴȞ0ȱ ȚǺŸĎ� PSDȉȝȋșȬǺŸŵǬē	Ȟ 14-3-3Ƈĵȉô9
ȎȲż�Ţƻȉ 2�åĕȟrYǺȦȧń� ɳprobableɴțȑȱǻ 
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•!qĔ�ɈɔȨəċȎŠ¼ȉȏŉ�ČûɚĶŴȍ7ǲǪÙÒëȊǽȈą$ÙÒɚņŅƗðÙÒɚņ
ìÙÒǵÉăȉǯȞǫƛ

•!qĔ�ɈɔȨəċȎŠ¼aôȏ ǆƷƾ ȎŠ¼aô ƦơƛƧǵ�ŌĖȍ3ăǻȟȈǰȞǫƛ

•!ą$ÙÒȉȏƏŸ ƼǁƸ ¨¸�Ŧą$ƝǎǓǐǐǞǜǓǘǗƛǠǏǓǑǒǝǏǎƛǓǖǋǑǏƯƛƳǆƸƞƛ ǵÉăȉǯȞǫƛ
•!ņŅƗðÙÒȉȏņŅƗð	Ȏ ƦƩƢƨƢƨ ŒĕȊĹȷȥŒĕǵÉăȉǯȝǪƦƩƢƨƢƨ ŒĕȎÙ.ǵ
ɈɔȨəċŠ¼aôȎ�ȇȊȌȆȈǰȞǫƛ

•!ņìÙÒȉȏUË�NË�·ƇɜǙǏǛǓǘǎǓǍƛǜǢǗǍǒǛǘǗǘǞǜƛǎǓǜǍǒǋǛǑǏƯƛƿǂƳɝǵú�Ė řȉǯȝǪɈ
ɔȨəċȎŠ¼aôȎ�ȇȊȌȆȈǰȞǫƛ

•!qĔ�ɈɔȨəċȎLċ_ɚĻċËƀȍțȆȈą$ÙÒɚņŅƗðÙÒɚņìÙÒȎ��ȏĈȌ
ȞǹȊȍí�ǿȞǫȖȃǪqĔ�ɈɔȨəċȍƓ�ǽȃħĶĊ�ǵǯȝǪż2ǵŻŘȉǯȞǫƛ

 
ÐǶĢΞΰ͵εǰ͖̪̱ͬͥͩ�U·͕U·7̓MM1̪MV1̔͐˻U·7κMM2-Ǻʬ·̪MM2-ʅ

Ā·̪MV2̪VV1̪VV2λ͕ Creutzfeldt-Jakob ǰκCreutzfeldt-Jakob disease: CJDλ͓[̅̾ͪͩ̓ɻ̢

-2̔3̫ŤŹ͕eƏ7̴͓̺ͩÐǶĢΞΰ͵εǰ͕ΝΈͰΞ͕ƧǛͭȐ͂κ®̢-1λ̫U·7͐˻U·
7͏͖ɢĀǱǘηɢĀȷˈηƏƅκǧIηɛɚ̊ƽηɛƲλ͕Ĭă̶Ǫ̪͒ͨʒŠ͕˱͓ǩī̫͂ͩ 

\ǥƢƦɟÁÍȎ4Ù�ȍǳǸȞqĔ�ɈɔȨəċȎȰɇȷȤɈåÿƛ
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ɜƦɝƛ ŉ�Čûƛ

ŤŹ̴͓̺ͩÐǶĢΞΰ͵εǰ͕ɢĀIͭȐ͂ 4-6̫ɢĀI͐ɈǰŶˣ͖Ξΰ͵εǰ͕ΈͰΞ͓ͦ͋

͎Ǫ͒ͩ 4̫ 
	 !U·7κMM1̪MV1λ 

U·7͖˅ɹĢʙȉƗə˲Ù͓k̳̪Φ͵ͺγθΓ̪ƒ˽˲Ù̪ãɛÆʟ̪Ɵɹ˲Ùͭ�5̪̀

ȯ 3-7 ζŲță͏ǑpǑʋ͓ɤͩ 3, 4̫͈̪͟ɛƲ�͓ PSD ͭ�̫͂ͩ 

	 !˻U·7κMM2-Ǻʬ·̪MM2-ʅĀ·̪VV1̪VV2λ 
̧ MM2-Ǻʬ·υMM2-Ǻʬ·͖̪ÆɹͤÆʚ͕͒͑̋ƚƗə˲Ùͤĺ̲͌Ǳǘ͕͒͑ȬȓǱǘ

ͭ�͂ͩ�̶Ã̸̪ɂē˅ɹĢ͕ȷˈͭȐ͂ 3, 7, 8̫͓̾ͧȯ 1-2ýță͏Ɵɹ˲Ù̪ǑpǑʋ͓
ɤ̫ͩɈǰŶˣ͖ 24.7 ζŲ͐Ƒ͎͢˟̱̫ 

̨ MM2-ʅĀ·υMM2-ʅĀ· 3, 9, 10͖̪�ȅ̪ɣđȓȷ˲Ù̪ʙȉƗə˲Ù̪ȬȓǱǘͭȐ̼͂

̶͐Ã̱̫ɈǰŶˣ͖ 18.5 ζŲ͐˟̸̪ǑpǑʋ͓ɤ̱ͧ͒Ǳ7̰̫ͣͩ 
̩ ͕͆�κVV1̪VV2λυVV1͕½�͖Ț͏̰̫ͩɂē˅ɹĢ͏d̂F̂·ʙȉǱ͓̅,͈̀Ǳǘ

ͭ�̪̀˚1ʱĘBͤΦ͵ͺγθΓͭ�̫͂ͩVV2͖ÆʟĢƟɹͭ�̪̀ġˁ˅ɹĢʙȉǱͭ
�̫͂ͩΦ͵ͺγθΓ͖ 1/3͏ƙ̷̪ɛƲ�͓ PSD ͭ�̱̫̀͒ 

 

ɜƧɝƛ ÙÒëɜą$ÙÒǪņŅƗðÙÒǪņìÙÒɝƛ

ÐǶĢΞΰ͵εǰ͕ƏƅƱ͎͐̀ǧIƏƅ̪ɛɚ̊ƽƏƅ̪ɛƲƏƅ̶ń̻̫ͧͪͩÐǶĢ CJD

͕ΈͰΞ͓ͦͨƏƅ͕Ĭă͖Ǫ͕͒ͩ͏Ƴī̫͂ͩ 
	 !ǧIƏƅ͏͖̂ˏ MRI DWI̶ʒŠ͓ųǡ͏̰ͩ̓®̢-2̔11-14̫ɻȐŻ%ͭƔǆt͈̀ DWI͕ʒ

Šə͖ FLAIRǧI̱ͦͨ̋ 15̫̅,͈̀ǧIĴʃͭȐ͂�͕ǯĤ̰̪ͣͨ�͕ǯĤͭ˞_͂ͩ�̶

˔ʂ͏̰ͩ 16̫̒

DWI͏͖̪ÄɛǺʬκˀú͖ʀś@Ĵλ͐ºāƇκǗ͓ɀŻ1dyˏλ͓Ǫú?�ͭ�̶̼͂ͩ͐
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	 !ɛɚ̊ƽƏƅ͏͖ 14-3-3 ɷǸ̶ɾlǹʒŠºǆ˾ǽ͕�͎͌͐̀k̳͎̱ͧͪͩ 2̫CJD ĤɎ͕

ɛɚ̊ƽ�͕ 14-3-3ɷǸ͐ȿΈͱɷǸ̶ʒŠ͓ųo͏̰ͩ 17-23̵̫̪̀̀ɈǰŶˣ 18͐ CJDΝΈ
ͰΞ 19͏̪14-3-3 ɷǸ͐ȿΈͱɷǸ͕Ĭă͖Ǫ̫͈̪͒ͩ͟CJD #Â͕ǯĤ͏ͣ 14-3-3 ɷǸͤȿΈ
ͱɷǸ͖ˮĢͭȐ͂�̶̰ͩ 22, 23̫Ǫú·Ξΰ͵εɷǸ̋Ĭă¿ûƱ͓͎CJDĤɎ͕ɛɚ̊ƽ�

͕Ǫú·Ξΰ͵εɷǸͭƏZ̼͓͂ͩ͐Ĳj̀ 24, 25̪ʒŠ�͕ųoĢͭȐ͈̀κɻ̢-3λ̫ 

ŗǥƢƨɟqĔ�ɈɔȨəċȍǳǸȞņŅƗð	Ȏ ƦƩƢƨƢƨ ŒĕȊ ǁǃƢǀǄƸƲ ëȍțȞƛ
Ĉ�_ɈɔȨəŒĕȎƃ�ÿȎÙş

ƛ ƛ
¬ĴĖÙşƛ ĤšĖÙşƛ ĹŞƛ

ǁǃƢǀǞƸƲƛ ƛ ƦƩƢƨƢƨ Œĕƛ ǁǃƢǀǞƸƲƛ ƛ ƦƩƢƨƢƨ Œĕƛ ǁǃƢǀǞƸƲƛ ƛ ƦƩƢƨƢƨ Œĕƛ

qĔ�ɈɔȨəċ�Ľ¹ƛ

Ùş¹ƛ
ƛ ƪƦƤƪƫƛ ƛ ƪƧƤƪƫƛ ƛ ƪƭƤƫƬƛ ƛ ƫƩƤƫƬƛ ƦƥƮƤƦƧƨƛ ƦƦƫƤƦƧƨƛ

ȯəȻɗɛɕƛ ƛ ƦƤƪƧƛ ƛ ƧƨƤƪƧƛ ƛ ƥƤƪƦƛ ƛ ƦƨƤƪƦƛ ƛ ƦƤƦƥƨƛ ƛ ƨƫƤƦƥƨƛ

��ƛ

MŞƛ ƮƦƜƛ ƮƨƜƛ ƭƬƜƛ ƮƫƜƛ ƭƮƜƛ ƮƩƜƛ

ƼƼƛ ƮƥƜƛ ƮƬƜƛ ƮƥƜƛ ƮƨƜƛ ƮƥƜƛ ƮƪƜƛ

Ƽǅƛ ƭƭƜƛ ƭƧƜƛ ƭƭƜƛ ƦƥƥƜƛ ƭƭƜƛ ƮƪƜƛ

ǅǅƛ ƦƥƥƜƛ ƦƥƥƜƛ ƮƧƜƛ ƦƥƥƜƛ ƮƪƜƛ ƦƥƥƜƛ

úĈ�ƛ ƮƭƜƛ ƪƫƜƛ ƦƥƥƜƛ ƬƪƜƛ ƮƮƜƛ ƫƪƜƛ

 
	 !ɛƲƏƅ͏ Steinhoff ͧ 26͖ɛƲ� PSD͕ʔ:ºǆͭȐ̪̀ǶǱťŶ͓ 45 %̶ˮĢͭȐ̪̀ȷˈ
�͓ 90 %̶ˮĢͭȐ͈̼̀͐ͭ½�͈̫̀PSD ͕ZǞǛ͖ CJD ͕ΝΈͰΞͤɈǰˣŶˣ͓ͦ͋

͎Ǫ̫͒ͩ 
 

ɜƨɝƛ Š¼aôƛ

WHOʒŠºǆ 2κɻ̢-1λ͐ήθγΘ̴͓̺ͩʒŠºǆκɻ̢-4λͭȐ͂ 11̫Ǟ±̪ŤŹ͕ CJDθ
ΠͰίε͏͖ WHO ʒŠºǆͭņǡ͎̱̀ͩκɻ̢-1λ̫κǧIƏƅ�͙ɛɚ̊ƽƏƅ͏͖Əƅ͕Ɣ

ǆt̶ɹ͎̱ͬͪͩ 27-29̫λ 

ŗǥƢƩɟɒɛɗȹɂɜƴǞǛǘƲƹƳɝȍǳǸȞqĔ� ƲƹƳ ȎŠ¼aôƛ ƝǈǏǛǛƛǏǝƛǋǕƛƦƦƞƛ

1.! ġˁ˅ɹĢʙȉƗə˲Ù 
2.! ɢĀǱǘ 

A. Φ͵ͺγθΓ 
B. ʅʆǪú�͖ãɛÆʟ 
C. ˚1ʱ˲Ù�͖˚1Âʱ˲Ù 
D. ǑpǑʋ 
 

3.! ɛƲ��ŶĢ�ŶĢŗ˷κPSDλͭȐ͂ 
4.! MRIŀřĉʟǧIκDWIλ�͖ FLAIRǧI͓͎æǘƇηɼƦ͓͎̋?�ͭʙ̫ͩ͢ 
 

definite CJD: ɛȶɅ̴͓̱͎ CJD͓ǗĘǹ͒ǰǟĴʃͭʓŧ̵̪͈͖͂ͩ͟ͱͲΈεΝγΏƱ̵NǭȶɅÑǹ
Əƅ͓͎ǪúΞΰ͵εɷǸ̶ƏZ͈͕̫̾ͪͣÐǶĢ CJD ͓�ɥ͈̀ǰǟIͭł̼̫͌͐ 
probable CJD: ǰǟĴʃηǪúΞΰ͵εɷǸ͕ʓŧ͖ĕ̶͎̱̱̪ͧͪ͒0͏ 2˾ǽ#�ˮĢͭȐ̡̪̀͏ä̸͒͐
ͣ 1˾ǽȐ͂ 
possible CJD:̠͏ 2˾ǽ#�ˮĢͭȐ̪̀QɢĀȷˈ̶ 2ýŸǄ͏̰͕̫ͩͣ 
 
μ ήθγΘκEuroCJDλ̴͓̺ͩÐǶĢ CJD͕ʒŠºǆ͏͖MRIƏƅ͓͎ŀřĉʟǧIκDWIλ�͖ FLAIRǧ
Iͭ�͈͢ɢĀƏƅ˾ǽ̶�͎̱̫̼͕ͪͩ͟ʒŠºǆ͏͖ǧI͕Ɣǆt�͙ŔIŢƱ͓̱͎͖͌ʄÕ͎̱̾ͪ

̱̫͓͒̾ͧήθγΘκEuroCJDλºǆ̵ͧɛɚ̊ƽ�͕ 14-3-3ɷǸ͖˩̵͎̱̫ͪͩ 
μμ ήθγΘκEuroCJDλǧIʒŠ͕ŮÕºǆ͏͖ MRI ŀřĉʟǧIκDWIλ�͖ FLAIR ǧI͓͎æǘƇηɼ
Ʀ͈͖͟ÄɛǺʬ́¹͓ 2 ζĴ#�̋?�ͭʙ̫ͩ͢ 
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ɜƩɝƛ Ç�ȍƛ

űʻ̪ǧIƏƅηɛɚ̊ƽƏƅ͏Ξΰ͵εǰ͐˞_͏̷̱͒ǯĤ͕Ï±̶ŧ̵͓͎̱̫ͧ͒͋ͩ˞

_̷͂͜ǯĤ̵͎̪͎̪͐̀ͮͮƖŹɛǱ̪.˓ȱɛǱ̪Lewy ã1·ʙȉǱ̪"ʥǪúǱ̪ɣõN
ǭĢɛǎ̶͒͑ń̻̫͇͕ͧͪͩ͆ͪͪɢĀĘB̪ȷˈ̪ƏƅĴʃȥ͓ǩī͂ͩ 16, 30-36κ®̢-3λ̫ 
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sporadic Creutzfeldt-Jakob disease diagnostic. Mol Neurobiol 2016; 53: 2189-2199. 
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ƛ

•!Ŷ��ɈɔȨəċȊȏǪɈɔȨəŒĕɜǙǛǓǘǗƛ ǙǛǘǝǏǓǗƯƛ ƿǛƿɝȡȯɛȼǿȞɈɔȨəŒĕŶ�nȎfĈ
ȍțȝĂǾȞɈɔȨəċȉǪ
Ȍŉ�Č�ȍțȝqĔ� ƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌ ċɜƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌƛ

ǎǓǜǏǋǜǏƯƛ ƲƹƳɝȍƓ�ȎČ�ȡSǿȞŶ�� ƲƹƳǪŅƗ|ņf�ČȚč�zƙďȌȋȍƓ�ǽ

ĶŴǵ¹�ȊŽǰ ƶǏǛǜǝǖǋǗǗƢǂǝǛǤǞǜǜǕǏǛƢǂǍǒǏǓǗǔǏǛ ċ ɜ ƶǏǛǜǝǖǋǗǗƢǂǝǛǤǞǜǜǕǏǛƢǂǍǒǏǓǗǔǏǛƯƛ

ƶǂǂɝǪŚ�_qĔ� ƲƹƳ ȍ�Ȉ�ĝȌȋŊ�ħĶČûǵĘįȇŋã�xÀ��ĝČƛ ƝǐǋǝǋǕƛ

ǐǋǖǓǕǓǋǕƛ ǓǗǜǘǖǗǓǋƯƛ ƵƵƸƞǪȂȎ�ȍi2ǻȟȞǫÌ×ħĶƄwȡĥǿfĈșǯȝŉ�ȲɊȬȻɓɍȏ

Ɗ�ȍ�çȉǯȞǫƛ

•!h¹ȎŶ�nfĈǵĠȜȟȈǰȞǵǪÁÍȉȏ ǅƦƭƥƸǪƼƧƨƧǁǪƴƧƥƥƺǪƿƦƥƧƻ ȉi>ȡ@ȘȞǫƛ
•!ȒȇǱȏǪ�Ñō�%�Ŷ��ȉǯȞǵǪǅƦƭƥƸǪƼƧƨƧǁ ȏȔȊȢȋxÀĔČǵȌǷqĔ� ƲƹƳ

ȊǽȈĔČǿȞȃȘŶ�nÙÒȡǽȌǸȟȐŠ¼ȏȇǴȌǰǫƛ

•!Ŷ��ɈɔȨəċș�Ñ�ȏǯȞȃȘǪqĔ� ƲƹƳ ȊNÜȌí�ǵ�ŘȉǯȞǫ 

 

 
ˌ*ĢΞΰ͵εǰ͖̪͐ƞú·͕ PrPκcellular prion protein: PrPCλͭ;θΐ͂ͩ PrPˌ*Î͕ÁǪ͓

ͦͨǠ́ͩΞΰ͵εǰ͏̰̪ͨ�͒ɢĀǱB͓ͦͨÐǶĢ CJD ͓̅,͕ǱBͭ�͂ͩˌ*Ģ CJD̪ɚ̊
ãɛÁĢǱͤǲĢß̌Ǵ͓̅,̀ȷˈ̶śý͐˟̱ GSS̪ʅĀ·ÐǶĢ CJD ͓,͎�ȅ͒͑ɣđ

ȓȷǱǘ̶ǽȠ͌ FFI̪͕͆�͓Ä_̾ͪͩκɻ̣-1λ̫͇͕͆ͪͪɢĀǰ·͕�ª͐͒ͩˌ*ÎÁǪ
͖̪Ǟ±͟͏͓ 30Ȝ̅#�͕ǏÁǪ͐;ΐε 51̵ͧ 91͕ 8ͯΦΕ˓͕Ɇͨʼ̀κΰΛθΏλˏ-͓ 15Ȝ
͕̅ƙÆηŅP̶½�͎̱̾ͪͩ 1-3κ®̣-1λ̫͕͆̃ă͖Ɠ̬͏�Ȝ͓ͦͨǪ͒ͨ 4̪Źˍ͏͖ˌ*Ģ

CJDͭ�͂ͩV180Iκ;ΐε 180͕Ηΰε̵ͧͰ·γͰε͓ɇŋλ̪M232RκΨΊ͵Βε̵ͧͯαΒελ̪
E200KκͻαΈΦε˓̵ͧΰελ͐ GSS ͭ�͂ͩ P102LκΞγΰε̵ͧͰ·γͰελ͏Äˏ[ͭ~ͩ͢κ®

̣-2λ̫͈̪͟;ΐε 129 ͕Ã·͖ΨΊ͵ΒἐM̶̔Ã̱͈͕͆ͯ͢βα͏͕ÁǪ̶Ã̶̱̪ΗΰἐV͕̔
ͯβα͏ÁǪ̶Ǡ̷͈͓͖́͐ɢĀI̶Ä̷̸Á̶̼̰ͬͩ͐ͨƳī̶Ěʂ͏̰̫ͩ7̳͗

D178N-129M͖ FFI͕ǰIͭȐ̶̪͂D178N-129V͖ CJD ͓̅,̫͂ͩ 

ˌ*ċĆ͎͖͐̀úƄɩ1JĢˌ*ċĆ̶̪ͭ͐ͩƻʿǛ͖ÁǪ͕Ȝ͓̅ͦͨǪ̴͎̪͒͋ͨŤŹ

͏̃ă͕̱̋ V180I ͐ M232R ͖ÚţV͓ǶǱɎ̸͖͐ͮ͑͒͝“ÐǶĢ”͎͐̀ǶǱ̫͈̪͂ͩ͟�́

ˌ*ÎÁǪ͏̶̰ͨ͒ͧǪ͒ͩɢĀηǰǟIͭ�̼̰̪͂ͩ͐ͣͨÐǶ7ͣ�͢Q7͓ˌ*ÎƏƅͭɹ

̶̲̼͐ŵ̱̫̀͟ 

ŗǦƢƦɟŶ��ɈɔȨəċȎŉ�ċ_ȊȂȎCYȊȌȞ
ȌŶ�nfĈƛ

ƝƦƞƛ Ŷ�� ƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌ ċƛ ƝǑǏǗǏǝǓǍƛƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌƛǎǓǜǏǋǜǏƯƛǑƲƹƳƞƛ

ǁƦƩƭƷơƛǀƦƫƥǜǝǘǙơƛƳƦƬƭƽƢƦƧƮǅơƛǅƦƭƥƸơƛǃƦƭƨươƛǃƦƭƭươƛǃƦƮƨƸơƛƴƦƮƫƺơƛƴƧƥƥƺƢƦƧƮƼơƛƴƧƥƥƺƢƦƧƮǅơƛǅƧƥƨƸơƛ

ǁƧƥƭƷơƛǅƧƦƥƸơƛƴƧƦƦǀơƛƼƧƨƧǁơƛƲǘǎǘǗƪƦƢƮƦƛǓǗǜƛ

ƝƧƞƛƶǏǛǜǝǖǋǗǗƢǂǝǛǤǞǜǜǕǏǛƢǂǍǒǏǓǗǔǏǛ ċƛ ƝƶǏǛǜǝǖǋǗǗƢǂǝǛǤǞǜǜǕǏǛƢǂǍǒǏǓǗǔǏǛƛǎǓǜǏǋǜǏƯƛƶǂǂƞƛ

ƿƦƥƧƻơƛƿƦƥƪƻơƛƶƦƦƩǅơƛưƦƦƬǅơƛƶƦƨƦǅơƛƼƦƭƬǁơƛƷƦƭƬǁơƛƵƦƮƭǂơƛƳƧƥƧƽơƛǀƧƦƧƿơƛǀƧƦƬǁơƛƲǘǎǘǗƪƦƢƮƦǓǗǜƛ

Ɲƨƞƛ ŋã�xÀ��ĝČƛ ƝǐǋǝǋǕƛǐǋǖǓǕǓǋǕƛǓǗǜǘǖǗǓǋƯƛƵƵƸƞƛ ƛ

ƳƦƬƭƽƢƦƧƮƼƛ

ƝƩƞƛ ȂȎ�ƛ ƛ

ǇƦƩƪǜǝǘǙƛƝţĠČƞơƛƧǌǙƢǎǏǕƛǋǝƛƦƬƭǉƦƮƪǜǝǘǙǊƛƝ�śŊ�ħĶȾɐɛɗɂȸɛƞƛƪ 



 

 2  -

ɟȠǵ]Ȋà~ȉȎŶ��ɈɔȨəċȎŶ�nfĈȎƐ�ƛ

 

ƛ

\ǦƢƧɟɈɔȨəŒĕȎȱȦɛɋȊŶ�nh_ȌȜȑȍ
ȌċĖfĈƛ

 

�¾ǵá�h_Ǫ�¾ǵ
ȌċĖfĈȡĥǽjoǵȠǵ]ȍhǰfĈǫƛ

ɜƦɝƛ ǅƦƭƥƸ fĈ ƲƹƳƛ

ü´ǶǱý̶̐ȯ 77ơ͐̋̐͏̪ʐ˙i˲Ù̪ÆʚͤÆɹ͕͒͑̋ƚɛƗə˲Ù͏ǶǱ̼͂ͩ͐
̶Ã̸̶͆ͪͧɂē͓˅ɹĢ̪̀^Ŷ͓͖Φ͵ͺγθΓ̪ãɛÆʟ̪ʅʆ˲Ù̶͈̪͒͑ͪ͒͟͢

Alzheimerǰ͐ʜʒ̼̰̾ͪͩ͐ͣͨƳī̶Ěʂ͏̰ͩ 6̫  

 
ƛ ƛ
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ɜƧɝƛ ƿƦƥƧƻ fĈ ƶǂǂƛ

ǶǱý͖̐ü´ 55 ơ͏̪ȯ 90%̶Ɵɹ˲Ù͕͒͑ãɛǱǘ͏ǶǱ̀ 2-3 ýˣ˅ɹ͈̀Ē͓ʙȉ
Ǳ̪Φ͵ͺγθΓ̶͒͑k̶̼ͬͩ͐Ã̸̪ű^͖ɚ̊ãɛÁĢǱ͐ʜʒ̱̾ͪͤ͂ 7̫�ɔǪúĬʆ̪

ɞ�á͕.�̪ǰǹ�á̶͒͑ƧʶǹťŶ̵ͧʙ̫͈͉ͧͪͩ̀͢Ū͓͖ CJDƓ͕ǱBͭȐ͂7̰ͣ

̫ͩƻʿǛ̶̱͈̋͢ãɛÆʟǱͤʙȉǱ͕ÚţƢ̸ͭͦɑ�̪̀Ǭ̱ͭł͎͋ˌ*ÎƏƅ̼͂ͩ͐

̶ʒŠ�Ěʂ͏̰̫ͩü´ɈǰŶˣ͖ 4-5 ý͐˟̸̪^Ŷ͓͖ʙȉǱ̶̱͈̪͒͢ʒŠĒ͕ęǟǹ͒

ΜʹγθͯΞͣÄ\͏̰̪̭ͨΞΰ͵εǰ͕θΠͰίε͐ĬƄ�˥͓ˤ͂ͩʟƅȊȟǝ̮͏͖ˌ*

Ͷͱε΅ΰεͻ͓ͣě͎̱̫́ͩ 

 

 
̗̕! ƩǋɮƴκɁ˵λυΞΰ͵εǰ̴͙ͦˆǶĢͱͰαĬƄǱ.̒ �ǠnHȁ˶ƮĢǯĤMŴȊȟ�ƐΞΰ͵εǰ�

͙ˆǶĢͱͰαĬƄǱ͓ˤ͂ͩʟƅȊȟǝ̪˗�Zǔ̪Ž�̪2010. 

̘̕! Mead S. Prion disease genetics. Eur J Hum Genet 2006; 14: 273-281. 

̙̕! Mastrianni JA. The genetics of prion diseases. Genet Med 2010; 12: 187-195. 

̚̕! Kovacs GG, Puopolo M, Ladogana A, Pocchiari M, Budka H, van Duijn C, et al. Genetic prion disease: the 

EUROCJD experience. Hum Genet 2005; 118: 166-174. 

̛̕! Matsuzono K, Ikeda Y, Liu W, Kurata T, Deguchi S, Deguchi K, et la. A novel familial prion disease causing 

pan-autonomic-sensory neuropathy and cognitive impairment. Eur J Neurol 2013; 20: e67-e69. 

̜̕! Qina T, Sanjo N, Hizume M, Higuma M, Tomita M, Atarashi R, et al. Clinical features of genetic Creutzfeldt-Jakob 

disease with V180I mutation in the prion protein gene. BMJ Open 2014; 4: e004968. 

̝̕! Higuma m, Sanjyo N, Satoh K, Shiga Y, Sakai K, Nozaki I, et al. Relationships between clinicopathological 

features and cerebrospinal fluid biomarkers in Japanese patients with genetic prion diseases. PLoS One 2013; 8: 

e60003. 
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•!Ŷ��ɈɔȨəċȏŶ�� ƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌ ċ ɜ ƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌƛ ǎǓǜǏǋǜǏƯƛ ƲƹƳ ɝ Ǫ

ƶǏǛǜǝǖǋǗǗƢǂǝǛǤǞǜǜǕǏǛƢǂǍǒǏǓǗǔǏǛ ċɜƶǏǛǜǝǖǋǗǗƢǂǝǛǤǞǜǜǕǏǛƢǂǍǒǏǓǗǔǏǛƯƛ ƶǂǂɝǪŋã�xÀ��

ĝČƛ ƝǐǋǝǋǕƛǐǋǖǓǕǓǋǕƛǓǗǜǘǖǗǓǋƯƛƵƵƸƞƛ ȍ/ƓǻȟȞǫƛ

•!ÍŷȎŶ��ɈɔȨəċȉȏxÀâǵȌǰȷȤɈǵhǰȎȉŠ¼ȍȏŶ�nÙĴǵ�ƍȉǯȝǪ
LfĈȎƐ�ȏ ǅƦƭƥƸǪƿƦƥƧƻǪƴƧƥƥƺǪƼƧƨƧǁǪƳƦƬƭƽ Ȏƌȍhǰǫƛ

•! ǅƦƭƥƸ Ț ƴƧƥƥƺ ȉȏƏŸ ƼǁƸƛ ¨¸�Ŧą$ƝǎǓǐǐǞǜǓǘǗƛǠǏǓǑǒǝǏǎƛǓǖǋǑǏƯƛƳǆƸƞȉǪiņėŪȚa�
ÔȍƘ�Kf;ȡţȘȞǹȊǵhǷǪƿƦƥƧƻ Ț ƴƧƥƥƺ ȉȏxÀâȡQȘȃí�ñǰċâȎľG

ȚǪņŅƗðÙÒȍǳǸȞ ƦƩƢƨƢƨ ŒĕǪņŅƗðȎĈ�_ɈɔȨəŒĕƘ��d�ë

ɜǛǏǋǕƢǝǓǖǏƛǚǞǋǔǓǗǑƢǓǗǎǞǍǏǎƛǍǘǗǟǏǛǜǓǘǗƯƛǁǃƢǀǄƸƲɝÙÒȌȋǵÉăȉǯȞǫƛ

•! ƿƦƥƪƻȚ ƳƦƬƭƽȎ ƵƵƸ ȉȏú�ĖȌŉ�Čûȍí�ǽǪƿƦƥƪƻ ȉȏɂɛȪəȶȾȳɍȡ
�Ȋǿ
ȞČ�șǰȞǹȊȡć�ǿȞǫǅƦƭƥƸ ȏú�ĖȌɤɥɣą$ǴȜż2ǽǱȞcMǵǯȞǵǪƼƧƨƧǁ ȏ

Ŷ�nÙĴȡǽȌǰȊqĔ� ƲƹƳ ȊȎż2ȏȉǶȌǰǫƛ

•!ů�ǪŊ�ħĶƄwǪÌ×ħĶƄwȡ
ČûȊǿȞŶ��ɈɔȨəċǵbTǻȟȈǰȞǫƛ

 

ɢĀǰ·͓ͦͨˌ*Ģ CJD̪GSS̪FFI ͓[͎̱̅̾ͪͩ̓ɻ̣-2̗̫̔P102L ÁǪ͏͖ CJD Ɠ͕Ǳǘ

ͭ�͂ͩ¾�͏ͣGSS͐�ͮ͏̱ͩ 2, 3̫V180IͤM232R͕͒͑ˌ*ĢΞΰ͵εǰ͏͖ÚţƢ̶̱̼͒
̶͕͐͐ͮ͑͒͝͏ʒŠ͓͖ˌ*ÎƏȲ̶Ě̀͏̰ͩ 4̫ʾ͓̪Ξΰ͵εɷǸκprion protein: PrPλˌ*

ÎǪṵ̶́ͨȓȷǱB̶̰͎͋ͣΞΰ͵εǰ͏̶̱̼̰͕͒͐ͩ͏̪ʒŠ͕˱͓͖Ƴī̶Ěʂ͏̰̫ͩ

Źˍ͓Ã̱ǰ·ͭ#�͓ʊʝ̫͂ͩˌ*Ģ CJD ͕ʒŠºǆ͖ CJD ͕ÚţƢͭų̵̪̰̱͖͂ͩͩ

CJD ̷͈ͭ͂ PRNPˌ*ÎÁǪͭų͂ͩǱ7͏̪ɢĀǱǘ͖ÐǶĢ CJD ͓ǆ̫̓ͩ 
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ŗǦƢƧƣƛ Lŉ�ċ_ȊbTǻȟȈǰȞŶ�nfĈƛ

ŉ�ċā$ƛ ȯȼəƛ ȣɌɀźĺ¯ƛ ȯȼə ƦƧƮƛ »üƛ

ƶǂǂƛ

ƦƥƧƛ ǙǛǘǕǓǗǏƛ ǩƛ ǕǏǞǍǓǗǏƛ ǖǏǝǒǓǘǗǓǗǏƛ ƷǜǓǋǘơƛƦƮƭƮƛƪƛ

Ʀƥƪƛ ǙǛǘǕǓǗǏƛ ǩƛ ǕǏǞǍǓǗǏƛ ǟǋǕǓǗǏƛ ƺǓǝǋǖǘǝǘơƛƦƮƮƨƛƫƛ

ƦƦƬƛ ǋǕǋǗǓǗǏƛ ǩƛ ǟǋǕǓǗǏƛ ǖǏǝǒǓǘǗǓǗǏƛ ǃǛǋǗǍǒǋǗǝơƛƦƮƭƮƛƬƛ

ƲƹƳƛ

ƦƬƭƛ ǋǜǙǋǛǝǋǝǏƛ ǩƛ ǋǜǙǋǛǋǑǓǗǏƛ ǟǋǕǓǗǏƛ ƶǋǖǌǏǝǝǓơƛƦƮƮƪƛƭƛ ƛ

Ʀƭƥƛ ǟǋǕǓǗǏƛ ǩƛ ǓǜǘǕǏǞǍǓǗǏƛ ǖǏǝǒǓǘǗǓǗǏƛ ƺǓǝǋǖǘǝǘơƛƦƮƮƨƛƮƛ

ƦƭƥƛƠƛ

ƧƨƧƛ

ƦƭƥƯƛǅǋǕƛ ǩƛ ƸǕǏƛ

ƧƨƧƯƛƼǏǝƛ ǩƛ ưǛǑƛ
ǖǏǝǒǓǘǗǓǗǏƛ ƷǓǝǘǜǒǓơƛƦƮƮƨƛƦƥƛ

Ƨƥƥƛ ǑǕǞǝǋǖǋǝǏƛ ǩƛ ǕǢǜǓǗǏƛ
ǟǋǕǓǗǏƛǘǛƛ
ǖǏǝǒǓǘǗǓǗǏƛ

ƶǘǕǎǑǋǌǏǛơƛƦƮƭƮƛƦƦƛ

ƧƦƥƛ ǟǋǕǓǗǏƛ ǩƛ ǓǜǘǕǏǞǍǓǗǏƛ ǖǏǝǒǓǘǗǓǗǏƛ ƿǘǍǍǒǓǋǛǓơƛƦƮƮƨƛƦƧƛ

ƧƨƧƛ ǖǏǝǒǓǘǗǓǗǏƛ ǩƛ ǋǛǑǓǗǓǗǏƛ ǗǘǝƛǜǝǋǝǏǎƛ ƺǓǝǋǖǘǝǘơƛƦƮƮƨƛƮƛ

ƶǂǂǪƲƹƳȌȋ

h�ƛ ƛ

ȯȼə ƪƦƢƮƦ Ǝ`ȎɊɈȸȼF�Ź0Ÿȓ

Ȏ ƭƛƢƛƬƧ ȣɌɀźª'ǪƦƫ ȣɌɀźßkƛ

ƻǋǙǕǋǗǍǒǏơƛƦƮƮƪƛƦƨƛ

ƶǘǕǎǐǋǛǌơƛƦƮƮƨƛƦƩƛ

ƾǠǏǗơƛƦƮƭƮƛƦƪƛ

ƶǘǕǎǐǋǛǌơƛƦƮƮƦƛƦƫƛ

ǟǋǗƛƶǘǘǕơƛƦƮƮƪƛƦƬƛ

ƱǏǍǔƛƧƥƥƦƛƦƭƛ

ƵƵƸƛ ƦƬƭƛ ǋǜǙǋǛǝǋǝǏƛ ǩƛ ǋǜǙǋǛǋǑǓǗǏƛ ǖǏǝǒǓǘǗǓǗǏƛ ƼǏǎǘǛǓơƛƦƮƮƧƛƦƮƛ

Ŋ�ħĶƄwǪƛ

Ì×ħĶƄwƛ

Ʀƫƨƛ ǝǢǛǘǍǓǗǏƛǩƛǘǝǒǏǛǜƛ ǟǋǕǓǗǏƛ ƼǏǋǎơƛƧƥƦƨƛƧƥƛ

ƦƬƭƛ ƧƢǌǙƛǎǏǕǏǝǓǘǗƛƝƲǃƞƛ ƛ ƼǋǝǜǞǣǘǗǘơƛƧƥƦƨƛƧƦƛ

 
ƝƦƞƛǅƦƭƥƸ fĈ ƲƹƳƛ

̂ˏ MRI̶ųǡ͏̰̪ͨDWI͏͖͝͞Q7͓Ē̂ɱ͐�ęǇdĒͭ˩̱͈Q¹͓ÄɛǺʬ͓ΰΣ
εǘ̪ºāƇ͓ó�ô͕̰ͩ̋?�̪͐ÄɛǺʬQ1̶ƹɝǘ͓ɝɜ͂ͩIͭ�͂ͩ̓®1-3̫̔ü´
ǶǱý͖̐ 76.5 ơ͐̋̐ǶǱ͏̪^ǶǱǘ͖ʐ˙i˲Ù͏̶̰̼ͩ͐͐ͮ͑͝͏̰̫ͩɂē͒˅ɹ͐

ÚţƢͭų̱̼̪̾͒͐ͦͨMRI ͭŔď͎̱̱̀͒Ǳ7͏͖̪Alzheimer ǰ͐ʒŠ͎̱̼̰̫̾ͪͩ͐ͣͩ
ɛƲ�͕�ŶĢ�ŶĢŗ˷κperiodic synchronous discharge: PSDλ͖ȯ 9%̪ɛɚ̊ƽ�͕ 14-3-3ɷ

Ǹ͖ȯ 80%͕ˮĢǛ͏̰̫ͩRT-QUICƱ͕ˮĢǛ͖ȯ 62%͐.̱ 22̫ 

( )- .1
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ƝƧƞƛƿƦƥƧƻ fĈ ƶǂǂƛ

̂ˏ MRI ͖^Ŷ͓Átͭʙ̶̼ͩ͐͢ä̱͈͒͢ųǡ͏͖̱̫͒ü´ǶǱý͖̐ 53.7 ơ͐ɬ̱̫
ǗÕ͕²¹͓D͎͋ǶǱ͂ͩG�̶̰̼̪ͩ͐ͤƻʿǛ̶̱̼̋͐ͦͨ£ʒ̶˔ʂ͏̰ͩ 4̫ɚ̊ãɛ

ÁĢǱ͐ʒŠ͎̱̾ͪͩǱ7ͣÃ̱̫ȯ 90%̶ãɛǱǘ͏ǶǱ̪̀Φ͵ͺγθΓ͖ȯ 30%͏ʙ̪͢�

ɔ͕ǪúĬʆͭ�͂ͩǱ7̰ͣͩ 23̫CJD͕ǰ·ͭ�͂ͩ¾�ͣǜ̸̸̪̀͒��ÚȮV͓GSSǰ·͐
CJDǰ·̶ƿ±̼̰̫͂ͩ͐ͣͩɛƲ�͕ PSD͖ȯ 23ι̪ɛɚ̊ƽ�͕ 14-3-3ɷǸ͖ȯ 25%̶ˮĢ

͏̰̫ͩRT-QUICƱ͕ˮĢǛ͖ȯ 88%͏ųǡ͏̰̫ͩGSS͕ʒŠºǆͭɻ1-3͓Ȑ͈̫̀ 

ƶǏǛǜǝǖǋǗǗƢǂǝǛǤǞǜǜǕǏǛƢǂǍǒǏǓǗǔǏǛ ċɜƶǏǛǜǝǖǋǗǗƢǂǝǛǤǞǜǜǕǏǛƢǂǍǒǏǓǗǔǏǛƯƛƶǂǂɝ

1. ! ȍÖ7κdefiniteλυ˅ɹĢʙȉǱ̪ãɛǱǘ̪ǲĢß̌Ǵ͒͑ͭ�̫͂ͩΞΰ͵εɷǸˌ*Î͕ÁǪ̶ʙ͢
̪ͧͪɛȶɅ̴͓̱͎ GSS ͓ǗĘǹ͒ǰǟĴʃͭʓŧ̵̪͈͖͂ͩ͟ͱͲΈεΝγΏƱ̵NǭȶɅÑǹ
Əƅ͓͎ǪúΞΰ͵εɷǸ̶ƏZ͈͕̫̾ͪͣ 

2.! ͝͞ȍÖ7κprobableλυɢĀǱǘ͐Ξΰ͵εɷǸˌ*Î͕ÁǪ͖ȍÖ7͐�́͏̶̰̪ͩǰǟĴʃηǪúΞΰ
͵εɷǸ͕ʓŧ̶ĕ͎̱̱͕̫ͧͪ͒ͣ 

3.! Ǭ̱7κpossibleλυÚţƢ̶̰̪ͨ˅ɹĢʙȉǱͭ�̪̀ãɛǱǘ̵ǲĢß̌Ǵͭ+̶̲̪Ξΰ͵εɷǸˌ*
Î͕ÁǪͤǰǟĴʃηǪúΞΰ͵εɷǸ͕ʓŧ̶ĕ͎̱̱͕̫ͧͪ͒ͣ 

 
ƝƨƞƛƴƧƥƥƺ fĈ ƲƹƳƛ

Ǳǘ͖ÐǶĢ CJD͕U·7͐̅,̴͎̪̀ͨġˁ˅ɹĢ͏̶̰̪ͩü´ǶǱý̶̐ 58.6ơ͐ɬ̱̫
Źˍ͏͖ÚţƢ̶ȍʙ͎̱̾ͪͩ7͖ȯ 54%͏̪ǗÕ͕²¹͓D̶͎̱̼͋ͩ͐Ã̱ 1, 4̫ɛƲ�͕

PSD ͖ȯ 92%̪̂ˏ MRI ̋?�͖ȯ 94%̪ɛɚ̊ƽ�͕ 14-3-3 ɷǸ͖ȯ 87%͏ˮĢ͏̰̫ͩ
RT-QUICƱ͕ˮĢǛ͖ȯ 85%͏ųǡ͏̰ͩ 4̫ 

 

ƝƩƞƛƼƧƨƧǁ fĈ ƲƹƳƛ

ÐǶĢ CJD ͕U·7͐̅,͂ͩġˁ˅ɹ7͐ MM2 Ǻʬ·Ɠ͕ɂē˅ɹ7̶̰ͩκ�̬ÐǶĢ

CJD ͕˾ͭ�Ǔλ4, 24̫ÚţƢ͖̱͈̪͒͢ˌ*ÎƏȲ̶Ě̀͏̰ͩ 1, 4̫  
 

Ɲƪƞƛ ȂȎ�ƛ

P105L ÁǪ GSS ͖Źˍ͕͠͏½�͎̱̾ͪͩÁǪ͏̪ü´ǶǱý̐ 44 ơ͕ɬý͏̪˻ú͓ɂē
͒˅ɹͭ�͂ͩ7̶Ã̱ 4, 25, 26̫ÆʟǱǘͤǲĢß̌Ǵͭʙͩ͢7̶Ã̶̱̪űʻΘθε·Β΄Χ

ͭ�͂ͩ7ͣÃ̱�əĢ̶Ńő͎̱̫̾ͪͩ̂ˏ MRIͤɛƲ�͕ PSD͖ˮĢǛ̶ 0ω15%ță͏.
̱͈̪͢ʒŠ͓ųǡ͏͖̱̫͒  

D178N-129MM ͖ FFI̪D178N-129MV ͖ÐǶĢ CJD ͕U·7̶͎̱̪͐̾ͪͩĚ̓̀ͣv_͏̷
̱͒7̰͕ͣͩ͏̪Ƴī̶Ěʂ͏̰ͩ 27, 28̫ǶǱý͖̐ü´ 52.3 ơ͏̰̫ͩFFI ͕ʒŠºǆͭɻ1-4
͓Ȑ͈̫̀ 

D ŋã�xÀ��ĝČƛ ƝǐǋǝǋǕƛǐǋǖǓǕǓǋǕƛǓǗǜǘǖǗǓǋƯƛƵƵƸƞƛ

7. ! ȍÖ7κdefiniteλυɢĀǹ͓˅ɹĢ�ȅ̪ʙȉǱ̪�ĬȓȷɦÈǘĭ̪Φ͵ͺγθΓ̪ãɛÆʟ̪˚1ʱĘ
B̪ǑpĢǑʋ͒͑ FFI ͎͐̀ȈȀ̱̀͒Ǳǘͭ�̪̀Ξΰ͵εɷǸˌ*Î͕;ΐε 178 ͕ÁǪͭų̀;ΐε
129 ̶ Met/Met ͏̰̫͓ͩ̾ͧɛȶɅ̴͓̱͎ FFI ͓ǗĘǹ͒ǰǟĴʃͭʓŧ̵̪͈͖͂ͩ͟ͱͲΈεΝγ
ΏƱ̵NǭȶɅÑǹƏƅ͓͎ǪúΞΰ͵εɷǸ̶ƏZ͈͕̫̾ͪͣ 

8 . ! ͝͞ȍÖ7κprobableλυɢĀǹ͓ FFI ͎͐̀ȈȀ̱̀͒Ǳǘͭ�̪̀Ξΰ͵εɷǸˌ*Î͕;ΐε 178 ͕ÁǪ
ͭų̀;ΐε 129̶ Met/Met͏̶̰̪ͩǰǟĴʃηǪúΞΰ͵εɷǸ͕ʓŧ̶ĕ͎̱̱͕̫ͧͪ͒ͣ 

9.! Ǭ̱7κpossibleλυɢĀǹ͓ FFI ͎͐̀ȈȀ̱̀͒Ǳǘͭ�̶͎̱̪̀ͩΞΰ͵εɷǸˌ*ÎÁǪͤǰǟĴ
ʃηǪúΞΰ͵εɷǸ͕ʓŧ̶ĕ͎̱̱͕̫ͧͪ͒ͣ 



 

 2  -

1.! Nozaki I, Hamaguchi T, Sanjo N, Noguchi-Shinohara M, Sakai K, Nakamura Y, et al. Prospective 10-year 

surveillance of human prion diseases in Japan. Brain 2010; 133: 3043-3057. 

2.! Webb TE, Poulter M, Beck J, Uphill J, Adamson G, Campbell T, et al. Phenotypic heterogeneity and genetic 

modification of P102L inherited prion disease in an international series. Brain 2008; 131: 2632-2646. 

3.! Wadsworth JDF, Joiner S, Linehan JM, Cooper S, Powell C, Mallinson G, et al. Phenotypic heterogeneity in 

inherited prion disease (P102L) is associated with differential propagation of protease-resistant wild-type and 

mutant prion protein. Brain 2006; 129: 1557-1569. 

4.! Higuma M, Sanjo N, Satoh K, Shiga Y, Sakai K, Nozaki I, et al. Relationships between clinicopathological features 

and cerebrospinal fluid biomarkers in Japanese patients with genetic prion diseases. PLoS One 2013; 8: e60003. 

5.! Hsiao K, Baker HF, Crow TJ, Poulter M, Owen F, Terwilliger JD, et al. Linkage of a prion protein missense variant 

to Gerstmann-Sträussler syndrome. Nature 1989; 338: 342-345. 

6.! Kitamoto T, Amano N, Terao Y, Nakazato Y, Isshiki T, Mizutani T, et al. A new inherited prion disease (PrP-P105L 

mutation) showing spastic paraparesis. Ann Neurol 1993; 34: 808-813. 

7.! Tranchant C, Doh-Ura K, Steinmetz G, Chevalier Y, Kitamoto T, Tateishi J, et al. Mutation of codon 117 of the 

prion gene in Gerstmann-Straussler-Scheinker disease. Rev Neurol 1991; 147: 274-278. 

8.! Gambetti P, Parchi P, Petersen RB, Chen SG, Lugaresi E. Fatal familial insomnia and familial Creutzfeldt-Jakob 

disease: clinical, pathological and molecular features. Brain Pathol 1995; 5: 43-51. 

9.! Kitamoto T, Ohta M, Doh-ura K, Hitoshi S, Terao Y, Tateishi J. Novel missense variants of prion protein in 

Creutzfeldt-Jakob disease or Gerstmann-Sträussler syndrome. Biochem Biophys Res Commun 1993; 191: 709-714. 

10.! Hitoshi S, Nagura H, Yamanouchi H, Kitamoto T. Double mutations at codon 180 and codon 232 of the PRNP gene 

in an apparently sporadic case of Creutzfeldt-Jakob disease. J Neurol Sci 1993; 120: 208-212. 

11.! Goldgaber D, Goldfarb LG, Brown P, Asher DM, Brown WT, Lin S, et al. Mutations in familial Creutzfeldt-Jakob 

disease and Gerstmann- Sträussler -Scheinker's syndrome. Exp Neurol 1989; 106: 204-206. 

12.! Pocchiari M, Salvatore M, Cutruzzola F, Genuardi M, Allocatelli CT, Masullo C, et al. A new point mutation of the 

prion protein gene in Creutzfeldt-Jakob disease. Ann Neurol 1993; 34: 802-807. 

13.! Laplanche JL, Delasnerie-Laupretre N, Brandel JP, Dussaucy M, Chatelain J, Launay JM. Two novel insertions in 

the prion protein gene in patients with late-onset dementia. Hum Mol Genet 1995; 4: 1109-1111. 

14.! Goldfarb LG, Brown P, Little BW, Cervenakova L, Kenney K, Gibbs CJ, Jr., et al. A new (two-repeat) octapeptide 

coding insert mutation in Creutzfeldt-Jakob disease. Neurology 1993; 43: 2392-2394. 

15.! Owen F, Poulter M, Lofthouse R, Collinge J, Crow TJ, Risby D, et al. Insertion in prion protein gene in familial 

Creutzfeldt-Jakob disease. Lancet 1989; 1: 51-52. 

16.! Goldfarb LG, Brown P, McCombie WR, Goldgaber D, Swergold GD, Wills PR, et al. Transmissible familial 

Creutzfeldt-Jakob disease associated with five, seven, and eight extra octapeptide coding repeats in the PRNP gene. 

Proc Natl Acad Sci USA 1991; 88: 10926-10930. 

17.! van Gool WA, Hensels GW, Hoogerwaard EM, Wiezer JH, Wesseling P, Bolhuis PA. Hypokinesia and presenile 

dementia in a Dutch family with a novel insertion in the prion protein gene. Brain 1995; 118: 1565-1571. 

18.! Beck JA, Mead S, Campbell TA, Dickinson A, Wientjens DPMW, Croes EA, et al. Two-octapeptide repeat deletion 

of prion protein associated with rapidly progressive dementia. Neurology 2001; 57: 354-356. 

19.! Medori R, Tritschler HJ, LeBlanc A, Villare F, Manetto V, Chen HY, et al. Fatal familial insomnia, a prion disease 

with a mutation at codon 178 of the prion protein gene. N Engl J Med 1992; 326: 444-449. 

20.! Mead S, Gandhi S, Beck J, Caine D, Gajulapalli D, Carswell C, et al. A novel prion disease associated with diarrhea 

and autonomic neuropathy. N Engl J Med 2013; 369: 1904-1914. 

21.! Matsuzono K, Ikeda Y, Liu W, Kurata T, Deguchi S, Deguchi K, et al. A novel familial prion disease causing 



 

 2 ( -

pan-autonomic-sensory neuropathy and cognitive impairment. Eur J Neurol 2013; 20:e67-69. 

22.! Qina T, Sanjo N, Hizume M, Higuma M, Tomita M, Atarashi R, et al. Clinical features of genetic Creutzfeldt-Jakob 

disease with V180I mutation in the prion protein gene. BMJ Open 2014; 4:e004968. 

23.! Yamada M, Tomimitsu H, Yokota T, Tomi H, Sunohara N, Mukoyama M, et al. Involvement of the spinal posterior 

horn in Gerstmann-Sträussler-Scheinker disease (PrP P102L). Neurology 1999; 52: 260. 

24.! Shiga Y, Satoh K, Kitamoto T, Kanno S, Nakashima I, Sato S, et al. Two different clinical phenotypes of 

Creutzfeldt-Jakob disease with a M232R substitution. J Neurol 2007; 254: 1509-1517. 

25.! Iwasaki Y, Kizawa M, Hori N, Kitamoto T, Sobue G. A case of Gerstmann-Sträussler-Scheinker syndrome with the 

P105L prion protein gene mutation presenting with ataxia and extrapyramidal signs without spastic paraparesis. Clin 

Neurol Neurosurg 2009; 111: 606-609. 

26.! Yamada M, Itoh Y, Inaba A, Wada Y, Takashima M, Satoh S, et al. An inherited prion disease with a PrP P105L 

mutation: clinicopathologic and PrP heterogeneity. Neurology 1999; 53: 181-188. 

27.! Zarranz JJ, Digon A, Atares B, Rodriguez-Martinez AB, Arce A, Carrera N, et al. Phenotypic variability in familial 

prion diseases due to the D178N mutation. J Neurol Neurosurg Psychiatry 2005; 76: 1491-1496. 

28.! Taniwaki Y, Hara H, Doh-Ura K, Murakami I, Tashiro H, Yamasaki T, et al. Familial Creutzfeldt-Jakob disease with 

D178N-129M mutation of PRNP presenting as cerebellar ataxia without insomnia. J Neurol Neurosurg Psychiatry 

2000; 68: 388. 



 

 2 ) -

 

ƛ

•!þ��ɈɔȨəċȏǪɃȻǴȜɃȻȓȎ�ÑȍțȆȈĔċǽȃȝǪý*Ű�ÑČȊǽȈ:ùǴȜɃ
ȻȓȎ�ÑȍțȆȈūǹȞɈɔȨəċȉǯȞǫƛ

•!+�ĖȍȏǪģňĪØȌȋȍțȞ<C�ɈɔȨəċȚǪȥȱîĸûņČƛ ƝǌǘǟǓǗǏƛ ǜǙǘǗǑǓǐǘǛǖƛ
ǏǗǍǏǙǒǋǕǘǙǋǝǒǢƯƛ ƱǂƴƞĄÎȎfĈ_ ƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌ ċɜǟǋǛǓǋǗǝƛ ƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌƛ ǎǓǜǏǋǜǏƯƛ

ǟƲƹƳɝǪɂɈȣɚȾɐɛȫȾȣȎȬɛɕɛȌȋǵǹȎþ��ɈɔȨəċȍ/ƓǻȟȈǰȞǫƛ

•!þ��ɈɔȨəċȏɈɔȨəċȎ	ȉȏåŮĖīȌșȎȉǯȞǫƛ
•!�ǵ]ȉȏ<C�ɈɔȨəċȎ	ȉúȍģňĪØ�Ȏ ƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌ ċɜƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌƛ
ǎǓǜǏǋǜǏƯƛ ƲƹƳɝǵMŞ ƦƩƮ �p^ǽɜƦƮƮƮ � Ʃ ÈǴȜȎ ƲƹƳ ȰɛɉȤɓəȲȉ ƭƫ �ɝǪþ��Ɉ

ɔȨəċȏĦ�Ėȍș)ŔŖĂ�șŻŘȌťƑȉǯȞǫ 

 

 
ǚĕĢΞΰ͵εǰ͇ͭ͆ͪͪw�Ģ̪�ǙSˀĬƄǱ͏̰ͩ vCJD̪̆�͓ͦͩͺθαθ͓[̺͎

ʊʝ̪͓̀̾ͧ�Ē͕£̄Ǐͭń̴̸̻͎̫̒

̒

ƝƦƞƛ <C�ɈɔȨəċƛ

w�ĢΞΰ͵εǰ͎͐̀ų�͒½�͖̪ʉɠșƎ͎͐̀ȍʙ̶͎̱̾ͪͩ 1, 2̪͆ͪͦͨ#dɛÂȗ͕

Ķɺ͓͎ͦ͋ć̷ʮ̼͈̾ͪǱ7͕½�̶̰ͩ 3̵̫͕̪͆͝ɛƲʐ˛ǡ͕ƾˏ˷Ƒ͓ͦͩĬƄ7̶½

�͎̱̾ͪͩ 4̵̶̫̪̼͕̀̀͒ͧͪͧ½�͖̪þ̱͓ͣś�͓͎̱̫͐͑͋ͩ͟w�ĢΞΰ͵εǰ͕

100 �ͭʯ̳ͩͯͱΏΝβͰͺ͖̪�¶1αΩεɿf 5-7͐ȌɠșƎ 8͏̰̫ͩdɎ͖̪Μίε̪Ͱΰ

̪ȫ¯ͭ�ę̴͓̪͓ͣĲ˟αΩεɿf̶ΙΏ�¶1̵ͧľZ͎̱͈̾ͪƥ˯͕ɿf͏Ƕǰ̶͈̪̀

þ̱͓͎̀ĳ̶¯͏͖½�7̶̸̪͒ĒɎ͖°Aǹ͓ĳ̶¯͏͕½�̶Ã̱͕͏ć̷ȼ̷ʘʽ̫͂ͩ 

 
ǭģňĪØ� ƲƹƳǮƛ

�͓ɛÂȗ͕ĶɺĒƙŏ͈̀Ȍɠͭɾ͎ͮ͂ͩǽǹ͏̪ƣ1̵ͧņ�͈̀Ȍɠ̶6ǡ͎̱͈̫̾ͪ

1987 ý#d͓4ɿ͈̾ͪșƎǡȌɠκ¢��υLyodura®λ͖̪ήθγΘʤ¯͕ǰǟʊeͤƱwʊe

͏ĕ͈ͧͪȌɠͭ6ǡ̴͎̀ͨȌɠͭ6ǡ͂ͩΐΑθ͎͐̀ʙȉǱǯĤ̶˩Â̴͎̪͓̾ͪͧ̓̾ͧΞ

ΰ͵εǉɯoƂ͕̰ͩƩ˓tΑΏΰͱΧYǟ̵͎̱͈̫̼͕̲ͣ͒̾ͪ͒͋ͦ͒ȌɠͭșƎ͈̾ͪĤɎκβ

ΛͳεΏλ̵̪ͧĳ̶¯͏͖ 149�͕ͣ CJDĤɎ̶Ƕǰ͎̱̫̀ͩȌɠșƎĒ CJD dura mater graft 

associated CJD: dCJD	 ĤɎ̶̪ĶɺŪ͓ʒŠ͎̱͈̾ͪǰ�ͭɻ̤-1͓͈̫͐͟͢Ǳ7ś͕Ã̱˿͓
ǰ�ͭʐʷ̶͈̪̀
Ǩǹ͓ͣƧʶǹ�Ē͕ɨ̱ǯĤ̶Ã̶̱̼͐Ńő̶͎̱̪̾ͪͩĳ̶¯͏͖ȓ

ȷɸȨǂ°ɺκJannetta Ķɺλͭ�̺͈ĤɎ̶ƧʶǹÃ̶̱̼͐ǗĘ͏̰ͩ 9̫ǶǰĤɎ͖̪Ƒäś͕

7Âͭ˩̱͎͕͆ˌ*Î·͖͝͞Q7͏;ΐε 129Met/Met ͏̶̰̪ͩǰǟÑǹ͓ͯΦγͰΐŞˮĢ7
̶ 30ιdĒ͓ͧͪ͠ͱͳΈεΝγΏ͏ΈͰΞ 1 ͐ΈͰΞ 2 ͕�ˣ·[Î˖ͭȐ̀ MV2 ͤ VV2 Ξΰ

͵ε͓ĬƄ͈̀͐ɍ̳ͧͪςρ̪Ƥͨ 70ι͖ΑΞ·͕ǪúΞΰ͵εɷǸƭȇ̷͈ͭ͂ψψς͐v_͏
̷̱͒Ǳ7͏̰ͩςς̫͓̾ͧš͈͒ǶǰɎ̶Ǟ±ͣʙ̪̼͕ͧͪͪͧ͢ĤɎ͖ 20 ý#�͕Ǌ(Ŷˣͭ
ȷ͎Ƕǰ͎̱̫̀ͩ 
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ƝƧƞƛ fĈ_ ƲƹƳƦƧƛ

1985ý̵͕ͧɮ¯͏͕ BSE͕ epidemic͖̪1993ý͓͖ BSEǶǰś 3�%#�̱̲͐ǘĭ͓͟͏
ɤ̪ͨƤĞ̶͒ͧ 1995ý̵ͧΙΏ͏ vCJḎ̲͐Ĕż̵͓͖͈͒͋š̱̀ CJD̶ZǞ͈̫̀Ċ^͖̪ɮ¯

͕͕͠Ƕǰ͏̶̰͈̪͋ɮ¯̵ͧήθγΘ�¯͕͛ BSEƫƄǕɒ͕ʸZ͓͎̪ͦ͋ˆ͎ͪΜίε̶̪
͈͟ä�ś̶͒ͧήθγΘ�¯͏Ƕǰ̶ʙ͎̱̫ͧͪͩ͢ǞŪǏ͏͖̪180�#�͕ĤɎś͓�͎͋
̱̫ͩvCJD͖̪Ĕż͕ CJD ͐Ƨ͎̪͜�ƃȓȷȮ#Â͕�ɧɡ¨͏͕Ξΰ͵ε͕ŧȍ͒Ï±̪͒͑�

ɧɡ¨͏ͣĬƄĢ̶̶̱̼̋͐ȉ̪ͧͪ�Ē͕£̄Ǐ͎͐̀�ƚĬƄ͕˥Ɲ̶˔ʂ͏̰̫͈̪ͩ͟ȗÑ

ǹ͓͖;ΐε 129Met/Met #Â͕ˌ*Î·͏͕Ƕǰ̶âżZ̸̵͎͕̪ͩZ̷͎͈¾�͖ʒŠºǆ͕

Áů̶͒͑Ěʂ͓͒ͩ�əĢ̶̰̪ͨ�ĒͣθΠͰίεȊȟ̶˔ʂ͏̰̫ͩ;ΐε 129Met/Met ͕
vCJDǱ7̵͕͒͏̪ͯͯ�͓Ã̱;ΐε 219Glu/Lys͕Ã·Ģ̶ 2010ý͓½�͈̾ͪ 13̫̼͕Ã·

͏͖̪ɢĀǱB͖;ΐε 219Glu/Gluκ;ΐε 129Met/Metλ͐�́͏̪ʒŠºǆͭÁů̈́̓͐ͣɢĀʒŠ

�ə͏̰͈̫͋ 
 

Ɲƨƞƛ ȬɛɕɛƦƩƛ

Gajdusek }À̶̪˸˟͕̅͛*œ͓Ĳj͈̼͓͎̀͐ͦ͋ĬƄ̶̼͂ͩ͐ŧ̵͈ͧ͐͒͋ǯĤ͏̰ͩ
15̫̆�ɌĮ͓͎ͦ͋ĬƄ̶ĲȠ͈̼͖̪͕̀͐͆Ē͕̆�ȕƝŉɇ͓͎ͦ͋ĤɎś̶ǌǂ̵͈̼̀͐

ͧʓŧ͎̱̫̾ͪͩͺθαθ̶Ǟ±͕ĳ̬͓͈ͣͧ͂Řʏ͖̪̆�ȕƝŉɇ̵ͧ 50 ý#�ȷˈ͎̪̀ͣ
̱͉͓͟ͺθαθ͕Ƕǰ̶ʙ̱̲ͧͪͩ͐͢Ǐ͏̰ͩ 16̫ͺθαθ͕ĬƄ̪ͣdCJD͕ͯΦγͰΐŞˮĢ7

͐�Ɠ̪͕͆ĬƄĢ͐;ΐε 129Ã·͐ǰǟI̵ͧMV2 ͈͖͟ VV2Ξΰ͵ε͕ĬƄ͏̶̰̼ͩ͐ŧ̵ͧ
͎̱͐͒͋ͩ 17, 18̫ĳ̶̬ǚĕĢΞΰ͵εǰ͕Ǌ(Ŷˣͭɍ̳ͩ�͏̪50 ý̴͓͚ͦ˟Ŷ͏̰̱̲ͩ͐

ʙʦ̶Ěʂ͏̰̼ͩ͐ͭȐ͎̱̫̀ͩ 
 

ƝƩƞƛ ��ȎWƑõƛ

w�ĢΞΰ͵εǰ͏ʽ͈͕͖̪͜Ǟ±͟͏ĬƄǅ̶ŧ̵͈ͧ͐͒͋Ǳ7͏̰̫ͩ£͖̪̄�ăǶǰ̀

͈w�ĢΞΰ͵εǰ͕Ã̸͖ÐǶĢ CJD ͐ɢĀǱǘηȷˈ̵͉̺͖ͧv_͏̷̱̱̲̼͓̰̫͒͐͐ͩǞ

±ĳ̶¯͏͖̪Ξΰ͵εǰ͕ǶǰǾd͓ɛÂȗͭË͐͂ͩ͢ĶɺͤʈɸǹƏƅͭ�̺͎̱ͩ¾�̶

Ï±̪̀Ξΰ͵εǰ͕�ƚĬƄ̶ıĞ͎̱̫̾ͪͩâżǹ͓̪̼͕̲ͣͦ͒�ƚĬƄͭ˥̹mi͖ć̷

ȼ̷ɹ͔̱͉̲̫͈̪ͬ͗͒ͧ͒ͫ͟dCJDͤͺθαθ͏ŧ̵͓͈ͧ͒͋ MV2ͤ VV2 Ξΰ͵ε͓ß͂ͩ
ǉɯƱ͕ˢǶͣ¥Ⱦ͕ʞ̄͏̰̫ͩ 
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•! ƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌ ċɜƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌƛǎǓǜǏǋǜǏƯƛƲƹƳɝ

Æƈâȍ7ǲȈǪqĔ� ƲƹƳ ȎŠ¼aôɜŗǥƢƦɝȡŵăǽȈŠ¼ǿȞǫƛ

•! Ƞǵ]ȉbTǻȟȈǰȞ<C� ƲƹƳ ȏ(ȈģňĪØ� ƲƹƳƛƝǎǞǛǋƛǖǋǝǏǛƛǑǛǋǐǝƛǋǜǜǘǍǓǋǝǏǎƛƲƹƳƯƛ
ǎƲƹƳƞȉǯȞǫƛ

•! ǎƲƹƳ Ȏĳ ƧƤƨ ȏ ƲƹƳ,_�ȉǯȞǵǪäȝȎĳ ƦƤƨ ȏǪɈɓɛȬ_ȊVȐȟȞƊ,_�ȉǪŲ
ŕǵåŮĖųǷǪĔČÂËȍȏņì�ȍUË�NË�·ƇɜǙǏǛǓǘǎǓǍƛǜǢǗǍǒǛǘǗǘǞǜƛǎǓǜǍǒǋǛǑǏƯƛ

ƿǂƳɝǵ.ĀǽȌǰǹȊȍí�ǿȞɜŗǧƢƧɝǫƛ

•! fĈ_ ƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌ ċɜǟǋǛǓǋǗǝƛƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌƛǎǓǜǏǋǜǏƯƛǟƲƹƳɝȎŠ¼ɠĲħČûȉĔ
ČǿȞǹȊǵhǷǪċ1ËȍȏţĠÞŃƄwǵĘįȃȌǰȌȋqĔ� ƲƹƳ ȊȏĈȌȞŉ�Č�

ȡSǽǪƏŸ ƼǁƸ ȉ�J�!zĩ�ȎŚ�ÏƘ�KǵȗȜȟȞȌȋȎú�ĖÙÒ řȡĥǽǪ

�Ć� ÞÛƝǆǘǛǕǎƛƷǏǋǕǝǒƛƾǛǑǋǗǓǣǋǝǓǘǗƯƛǆƷƾƞŠ¼aôɜƧƥƥƦɝɜŗǧƢƨɝǪȂȟȡ¶ŝǽȃ

ƴǞǛǘƲƹƳƛƝƴǄƞȎŠ¼aôɜƧƥƥƭɝɜŗǧƢƩɝȡăǰȈŠ¼ǿȞǫƛ

 

 
Ǟ±͟͏͓½�͎̱̾ͪͩΙΏ͕ǚĕĢΞΰ͵εǰ͓͖̪w�Ģ CJD̪vCJD ̴͙ͦͺθαθ͕ 3 Ȝ

̶̅Ï±̫̼͕͂ͩ�͏̶̪ͬ¯͏ǶǱ̶ȍʙ͎̱͕͖̪̾ͪͩͣw�Ģ CJD͕�͕ dCJD ͐ vCJD͏

̰̫ͩ 
 

ƝƦƞƛ ģňĪØ� ƲƹƳƛ ƛ

dCJD͕ʒŠ͖̪̓͟ÐǶĢ CJD͕ʒŠºǆκɻ̢-1λ͓Ư͎͋ CJD͕ʒŠͭɹ̲̫͕͆Ē̪ˈ�͓
�̺͈wǵɹǐͭȍʙ̪̀ȌɠșƎƢ̶̰ͪ͗ dCJD ͐ʒŠ̫͂ͩ�Ū͓̪Ξΰ͵εɷǸˌ*ÎƏƅ
͏ˌ*ĢΞΰ͵εǰͭ˩Â̫͂ͩ 

dCJD ͕ȯ 2/3 ͖�Uǹ͒ CJD ͕ɢĀǰǟIͭ�͂ͩU·7͏̰ͩκ˻Ξίθͺ·λ̫�Ţ̪dCJD
͕ȯ 1/3͖ɛǰǟ͏Ξίθͺǘ͕Ξΰ͵εɷǸƭȇͭʙͩ͢Ξίθͺ·͏̰̪ͨƧʶǹɂē˅ɹĢ͕ˇ

pÆʟǱǘ͒͑ͭ�̪̀U·7͏ͧͪͩ͠ɛƲ�͕ PSD̶ǶǱ 1ý#V͓͖ZǞ̱̪̀͒͒͑ɢĀǱ
B̶U·7͖͐Ǫ͒ͩ 1̫͕͈̪͆͢Ξίθͺ· dCJD ͕ɢĀʒŠºǆκƊλ̶ŊƊ͎̱̾ͪͩκɻ̤-2λ
1, 2̫ 

ŗǧƢƧɟɈɓɛȬ_ ǎƲƹƳ ȎŠ¼aôɜÖɝƦơƛƧƛ

qĔ� ƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌ ċȎŠ¼aôȍôȀȞǵǪɃȻ}��÷ģňĪØâǵǯȝǪŲŕ�ȎkŦČûȡSǽȃČ

�ȏǪņìȍȈUË�NË�·ƇɜƿǂƳɝȡţȘȌǷȈșǪȔȕĤu�ɜǙǛǘǌǋǌǕǏɝȊǿȞǫƛ

 

ƝƧƞƛ fĈ_ ƲƹƳƛ

vCJD ͖ȬȓǱǘ͏ǶǱ̪̀ǳͤ͠ǪúĬʆ͕͒͑Ĭʆ˲ÙͭǶǱ^Ŷ͓�̶̼͂ͩ͐Ã̱ 3̫ ʒ

Š͖WHOʒŠºǆκ2001λκɻ̤-3λ4͓Ĕ͎͋ɹ̲̫̂ˏ MRI͕ T2ĉʟǧIͤ FLAIRǧI͏͕ó
�ßȘĢ͕ʅĀƀ̋?�κpulvinar signλ͖ǗĘǹ͏̰ͩκ®̤-1λ̶̫ͬ¯^͕ vCJD Ǳ7͏͖ǶǱ
ĒŶ͓ɛƲ� PSD ͭʙ͢ 5̪WHO ͕ʒŠºǆ͕̭͝͞ȍÖ7κprobableλ̮͕˾͓̪̭ɛƲ͓͎ĒŶ͓

͖�ŶĢQɧĢʀ�Ʋ̶Ț͓ʃ̶̶̼̰̮ͧͪͩ͐ͩkȤ͈̾ͪ 6̫͓̪̾ͧʸɸ͓ˤ˃͈̀ vCJDɈĤ
7κw�ĢǱ7λͣ½�̾ͪ 7̪͆ͪͧͭʲ̳͎͟Ŗʌ͈̀ʒŠºǆκ2008λ̶ EU̵ͧZ͈̾ͪκɻ̤-4λ
8̫ȍÕʒŠ͏͖̪ɛ̴͓̺ͩǗĘǹ͒Ǫú PrP ͕ƭȇκǰǟπͱͲΈεΝγΏλͭʓŧ͂ͩĚʂ̶
̰̫ͩĵƉǠƏ̶ɹ̶̶̼̰̪͕ͬͪͩ͐ͩ͆Ķĸ͓�˭̶+̲͈̪͢ɢĀȷˈ͖�ɥ̶͂ͩ pulvinar 
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sigṉ̶ͧͪ͒͠7͓͒͑ˋě͖˧̫ͧͪͩ 

 
ŗǧƢƨƣƛ fĈ_ ƲƹƳ Š¼aôɜǆƷƾƛƧƥƥƦɝƩƛ

I A.  
B. 6  
C. 9  
D.  
E. Creutzfeldt-Jakob  

II A. 9 9 9 9  
B.  
C.  
D. 9 9  
E.  

III A. PSD  
B. MRI  

IV A. * 

definite : 
probable : 

possible : 

I A 9 ** 
I II 4/5 III A III B  
I II 4/5 III A  

ƟŰ�Ǫ¡ÕĂÙȏmǽȌǰǫȃȄǪŉ�Č�ǵfĈ_ƲƹƳȍMŋǽǪƏŸƼǁƸȉ�!Ś�ÏƘ�KȡţȘȌǰ�ȉƛ

ÉăȉǯȞǫƛ

ƟƟiņǳțȑ|ņȍǪîĸûf;Ȋ ǐǕǘǛǓǎƛǙǕǋǚǞǏ ȡ�ǱĈ�ɈɔȨəŒĕȎèĞȡţȘȞǫƛ

 
\ǧƢƦɟǟƲƹƳ Ȏ ƼǁƸƛǃƧ �Ŧą$ƛ

 
 

 
 

 
 
 

 
 

 
�!ȎŚ�ÏɜğAɝȍƘ�KɜǙǞǕǟǓǗǋǛƛǜǓǑǗɝǵřȜȟȞǫ

ɜŏ] ƲƹƳ ȰɛɉȤɓəȲɑȾȹȻ ƳƣưƣƛƲǘǕǕǓǏ ?eȎǺB�

ȍțȞɝ

ƛ
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ŗǧƢƩɟfĈ_ ƲǛǏǞǝǣǐǏǕǎǝƢƹǋǔǘǌ ċȎŠ¼aôɜƴǄƛƧƥƥƭɝƭƛ

A. Ě̀Ż% 
̗̒̕ ȷˈ̶ 6 ζŲ#�͕˅ɹĢ͕ȬȓηȓȷǱBͭ�͂ͩ̒
̘̒̕ �ɧƏƅ�̪�͕ǯĤ̶�Õ͏̷ͩ̒

̙̒̕ ΙΏǣż͕�¶1αΩεͤȌɠșƎ͓ͦͩƮǵƢ̶̱͒̒

̒̚̕ ˌ*Ģ͕*ˊĢƺȽǘɛǱ̶�Õ͏̷ͩ 

B. ɢĀǱB 
#�͕ 5͕͌ǱB͕̲͊ä̸͒͐ͣ 4͌ͭʙͩ͢ 

̗̒̕ ǶǱ^Ŷ͕ȬȓǱǘκĺ̲̪͌�Ó̪Ǒˤę̪ɣˡ̪ÉĪλ̒

̘̒̕ łȼ͂ͩǳͤ͠ǪúĬʆκ̰̱͖͕ͩ͆�Ɏλ̒

̙̒̕ Æʟ̒

̒̚̕ Φ͵ͺγθΓ̪;β̪ͯΏΒͯ̒

̛̒̕ ʙȉǱ 

C. ƏƅĴʃ̒  
ȍÕʒŠ 

Äɛ̴͙ͦãɛ͓̪ƺȽǘÁt͐ florid plaque ͭ+̲ǪúΞΰ͵εɷǸ͕ƭȇͭʙͩ͢ 
͕͆�͕ƏƅĴʃ 
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•!Ċ�ȎŊöâȎŦÒȚéĒȎſĔȍȏŻČ�Ţ�ǵ�ƍȉǯȞǫƛ
•!Ƞǵ]ȎƆċzİ�ÚȉȏŻČ�Ţ�ȊǽȈ ƱǋǛǝǒǏǕƛƸǗǎǏǡ ǵ«ăǻȟȈǰȞǫƛ
•!ů�ɈɔȨəċȍzǿȞŻČ�Ţ�ȲȮɛɕǵſĔǻȟǪ3ăǻȟȏǾȘȈǰȞǫ

ƝƦƞƛ łÅɚĘĖƛ

Ξΰ͵εǰ͓͖ˋ\͒˔Ǳă[̶̱̫̼͖͓͖̅͒ͪ͐͌͘Ξΰ͵εǰ̶ǰ·͓͎ͦ͋Ǫ͒ͩÃč͒

ȓȷǱBͭ�̷̼̪͎͂ͩ͐ͤͬ͢˅ɹ̶̶͖̱̼ͤ͐͒͑ǟǣ͎͐̀ɍ̳̫̼͓ͧͪͩͪß̪̀˔Ǳă

ʔ:ͼθα̸̵͖̱͌Ï±͎̱̫̀ͩǯĤ͕ɣǒƢ͕ʟƅͤƮǵ͕ˢǶ͓͖˔Ǳăʔ:̶Ě̀͏

̶̰̫ͩͬ¯͕�ǠnHȁ͕˶ǰßȧ�Ɛκ˶ǰƱ͓º̸͍˶ǰwǵʫlĲaăλ͏͖̪Ξΰ͵εǰ

͕˔Ǳă[͎̅͐̀ Barthel Index1̶ǡ̱͎̱ͧͪͩκɻ̥-1λ̫͈̪͟Źˍ͕Ξΰ͵εǰɣǒƢʟƅȊ
ȟκJapanese Consortium of Prion Disease: JACOPλ͏͖ Medical Research Council Prion Disease 
Rating Scale ̓MRC Scale̔2̶6ǡ͎̱̾ͪͩκɻ̥-2λ̫Źȝ͏͖Ǟ±½�͎̱̾ͪͩ˔Ǳăʔ:ͼ
θα͓̱͎͌ʽ̫ͩ͜ 

ŗǨƢƦɟƱǋǛǝǒǏǕƛƸǗǎǏǡƛ
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ƝƧƞƛ ŜŤɚȧɄȺəȲƛ

Ξΰ͵εǰ̷͖͎ͬ͢˅ɹ̶͖̱̫ͤÃ̸͕ͼθ̴͓̱͎Ǳǘ͖ġǌ͓¿Ħ̪̀ǑpǑʋǘĭ͓

˪̫̼͕͈̪ͩ͢˔Ǳă[̶̱̲͕̅͐ͣĲͨȠ̸͓̱̫̰̳͎͊˔Ǳăͭ[̪̅͂ͩ͐͂ͪ͗˅ɹ͕ˁ

ă͎ͭͣ͋ġˁ˅ɹĢ̰̱͖ͩɂē˅ɹĢ͓[̼͖̅͂ͩ͐�ə͏̶̰̲̫͈͎̪ͫ̀͋˔Ǳă[̅ͦ

ͨͣǗÕ͕ŪǏ̴͓̺ͩ˔Ǳăʔ:ͼθαͭ6ǡ̶͕͂ͩǞÖǹ͏̰̫ͩ 

�ɧǹ͓̪ǯĤ͕˔Ǳăͭʔ:͂ͩͼθα͎͖̪̗͐̀̓̔�͓˲ÙăηǱBͭʔ:͕̪̘͂ͩͣ̓̔Ť

úǠƵp4κactivities of daily living: ADLλͭʔ:͕̪̙͂ͩͣ̓̔ǠƵ͕ʬκquality of life: QOLλͭʔ:
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̶͕̪̰̫͂ͩͣ͒͑ͩ 

Ǟ±̶ͬ¯͕�ǠnHȁ˶ǰßȧ�Ɛ͏ņǡ͎̱̾ͪͩΞΰ͵εǰ͕˔Ǳăʔ:͖ Barthel 
Index1 ͏̰̫̼͖ͩͪ�ʐ͕̘̓̔ŤúǠƵp4ͭʔ:͂ͩͼθα͓ʗĊ̫̼͕͂ͩͼθα͖�ɲ͕

ɲɎ͓̭ͧͦͩ͐Ȫ<͒ɣȠă͕ŃƔ͏̰̪ͨΰΖΚΰθέε͕oƂͭʔ:͕͓͂ͩųǡ̮͎̱͐̾ͪ

ͩ 1̫Ǟ±̼͕ͼθα͖̪ɛz�͕ΰΖΚΰθέε̴͓̺ͩʔ:ŃƔ͎͐̀̃Ʉ͓ǡ̱͎̱ͧͪͩ 2̫

Barthel Index ͕ʔ:Ǐ͖ 0 Ǐ̵ͧ 100 Ǐ͓[÷̪̀100 Ǐ̶ͣ͋͐ͣEú͒ǘĭ͏̰̫ͩ�ɧǹ͓ 80

Ǐ#�͏͖ĤɎ̴̴͖͔͡ɣȠ̴͎̪̀ͨ40 Ǐ#�͏͖ɲ̸̀9Ïǹ̫͐̾ͪͩΞΰ͵εǰ͏͖Ǳǘ
͕˅ɹ̶̷̸͎͖̪ͬͤ͢˄|-͏ʔ:Ǐś̶ǂä̸̶͎̼̀ͥ͐�Ī̶̪̾ͪͩŹǯĤ͐ Barthel 

Index͕ˤ˃ͭƏʎ͈̀½�͖̱̫͒ 
Ξΰ͵εǰ͓Ǘt͈̀˔Ǳăʔ:ͼθα͎͖̪͐̀Creutzfeldt-Jacob disease Neurological 

Symptoms ̓CJD-NS̔̒scale 4̶ű^͏̰̲̫̼͖ͫͪ�ʐ͕̗̓̔�͓˲ÙăηǱBͭʔ:͂ͩͼθα͓

ʗĊ̫͂ͩΞΰ͵εǰ͓ZǞ͂ͩ̾̿͒͟͟ȓȷĘBͭ 8͕͌ͶͿΰθ͓[̺͎ʍ 26˾ǽ]ʐ̪̀͆
͇͕ͪͪ˾ǽͭ 0 = ̪͒̀1 = ʵăκ̸͖ͣ̀Ǭ̱ͬ̀λ̪2 = ˔ăκ̸͖ͣ̀ŧ̵ͧλ͕ 3ƥ˯͏ʔ:̀

�ʍ͈̪͂ͩ͢�ʍǏ͖ 0 Ǐ̵ͧ 52 Ǐ͓[÷̫͂ͩCJD-NS ͏͖ǶǱ̵͕ͧŪˣȷˈ͓͐͐ͣǏś̶
�Ŧ͂ͩ͐ʐʷ̴͎̪̰̾ͪͨͩță˔Ǳăʔ:͎͐̀Ɨə͎̱̀ͩͼθα͉͐Ġ̶̸̵̪̱ͬͪͩ͌

£̄Ḭ̶̫̌ͩȣ�Ǐ͖̪ǑpǑʋǘĭ͕˾ǽ̶̱͒Ǐ͏̰̫ͩǑpǑʋǘĭ͖Ξΰ͵εǰ͕˔Ǳă

̱̲͐ī�͏͖ͣ͋͐ͣ˔ʂ͒˾ǽ͏̰̫ͩȣ�Ǐ͖̪˾ǽ͕̽͐Ǐś˒[͕˔̶͍̺͎̱͒̾ͪ͒͠

̱Ǐ͏̰̫ͩȣ�Ǐ͖̪]ʐ͎̰̀ͩ˾ǽ͕�͓͖̪Ǳǘ͕˅ɹ͓ͦͨǽȠ̸͈͈̪͒͒͋ͨʔ:͏̷͒

̸̶͈͕̰̼͒͋ͨ͂ͩͣͩ͐͏̰̫̼͕͈ͩ͢Ǳǘ̶˅ɹ͎̀ͣǏś̶Á̱ͬͧ͒κ¾�͓͎͖ͦ͋ǂä

͂ͩλ̶̱̲̼͐͐Ǡ̲̫́ͩ 

JACOP ͏ͣ6ǡ͎̱̾ͪͩ MRC Scale ͖�ʐ͕̘̓̔�͓ŤúǠƵp4ͭʔ:͂ͩͼθα͓ʗĊ
̶̪͂ͩΞΰ͵εǰ͓ǗĘǹ͒ʋʚƗəͤʙȉƗə͕ʔ:̶k͎̱ͬ͋ͩǏ̶ǗĘǹ͏̰̪ͨǑpǑ

ʋǘĭͣʔ:͏̷̫ͩŤúǠƵp4͓ˤ͂ͩͶͿΰθ̶ 7˾ǽ̪ʋʚηʙȉƗəη̋ƚɛƗə͕Ͷ

Ϳΰθ̶ 4 ˾ǽ̰̪ͨʍ 11 ˾ǽ̵ͧĲ̫ͩʑ£͕VÛ͓ě͎́ 2�5 ƥ˯͏ʔ:̫̪͂ͩ͂͒ͬ͊0, 1
Ǐ͏ʔ:͂ͩ˾ǽ̵̪ͧ0, 1, 2, 3, 4Ǐ͏ʔ:͂ͩ˾ǽ͟͏̰̫ͩĕǏ͖ 0Ǐκű˔Ǳλ̵ͧ 20Ǐ͟͏[

÷̫͂ͩǞŪǏ͏͖Ξΰ͵εǰ͕ʔ:͓űͣˋ͈̀˔Ǳăͼθα͐ɍ̳̫ͧͪͩ 

1.! Mahoney FI, Barthel DW. Functional evaluation: the Barthel Index. Md State Med J 1965; 14: 61-65. 

2.! Thompson AG, Lowe J, Fox Z, Lukic A, Porter MC, Ford L, et al. The Medical Research Council prion disease 

rating scale: a new outcome measure for prion disease therapeutic trials developed and validated using systematic 

observational studies. Brain 2013; 136: 1116-1127. 

3.! Harrison JK, McArthur KS, Quinn TJ. Assessment scales in stroke: clinimetric and clinical considerations. Clin 

Interv Aging 2013; 8: 201-211. 

4.! Cohen OS, Prohovnik I, Korczyn AD, Ephraty L, Nitsan Z, Tsabari R, et al. The Creutzfeldt-Jakob disease (CJD) 

neurological status scale: a new tool for evaluation of disease severity and progression. Acta Neurol Scand 2011; 

124: 368-374. 
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•! ɈɔȨəċȎéĒȏÓƕǪVRıāȚ�ŌĖȮȣǵ¿ǻȟȞȎȗȉǪĊ�ȎéēǯȞǰȏŲŕ
ų�ȡȘǼǽȃĊ��ƔéĒȏ ƧƥƦƧ ��ƂȍǪ½ȃȌ9ÐĖő5ȎĔřȏȌǰǫǹȟȖȉȍŕ

Ƞȟȃŉ�ġĮǴȜȎȧɄȺəȲȡĥǿǫƛ

•! ȪȽȬɔəĶIǯȞǰȏĶı¦�ȍƁǽȈĊ��Ɣ9ÐȏPtĖȉǯȞǫȖȃŀƄwȎ.Āǵ
hǷǪmȏǻȟȌǰɜmȭɖɛȼ ƧƳɝǫƛ

•! ɆɕɅɕȸəȏÃȜǴȌĊ��Ɣ9ÐȏţȘȜȟȀǪÍŷȍǳǸȞ�ăĶƖșȌǷmȏǻȟȌ
ǰɜmȭɖɛȼ ƧƳɝǫƛ

•! ȼȪȱȰȤȬɔəĶIǯȞǰȏĶı¦�ȍƁǽȈǪĀ^ȖȉĊ��Ɣ9ÐȏĤţǻȟȈǳȜȀǪ
ÍŷȍǳǸȞ�ăĶƖșȌǷs(�ǵ�ÃȉǯȞɜmȭɖɛȼ ƧƳɝǫƛ

•! ɊəȻȰəĢźņv-©ķ¦�ëȍțȞĊ��Ɣ9ÐȏšÃǻȟȈǳȜȀǪgĨĖ¢£ȡŘǿ
ȞȃȘmǻȟȌǰɜmȭɖɛȼ ƧƳɝǫƛ

•! ĶI³Gǵ[ƆȊȌȆȃcMȏǪ�ŌȍĶƚŁıȌȋȍțȆȈĶıÓƕǵŕȠȟȞǵǪȂȎ9
ÐȍȇǰȈÃĤȌȧɄȺəȲȏȌǰɜmȭɖɛȼ ƧƲɝǫƛ

•! ĶŴ	ȍ.ĀǿȞɌȨȬɗɛȿȲȍzǽȈȏǪ�ŌȍȬɗȽȵɂɍȚɁɕɈɗźǵ�ăǻȟȈǰ
ȞǵǪÃĤȌȧɄȺəȲȏȌǰɜmȭɖɛȼ ƧƲɝǫƛ

 

̼ͪ͟͏̪ƞú·Ξΰ͵εɷǸκcellular prion protein: PrPCλ̵ͧ�ǈĢ͕Ǫú·Ξΰ͵εɷǸ

κscrapie prion protein: PrPScλ͕͛ƒ˂Átͭ˦Ù͂ͩ4ǡ̪PrPSc͕X˵ĺa̰̱͖ͩ"ʥ=˅͂ͩ

4ǡ̪ȳɗÁĢͭĺa͂ͩ4ǡͭų͂ͩɵǖ̶ͺΰθΒεͻ̪̾ͪɢĀȊȟ̶ɹ̷͎͈̫ͬͪ 

Αͺΰε͖̪KżļΥίΰͯɵ͏̶̰͈̪͋PrPC̵ͧ PrPSc͕͛ʴŋͤ PrPSc͕ɳȞͭ˦Ù͂ͩoƂ

̶̰̼ͣͩ͐½�̪̾ͪΞΰ͵εǰ͏ɢĀȊȟ̶ɹ͈ͬͪ 1̫ɮ¯͏ɹ͈ͬͪ PRION-1 study͏͖Ċ^̪
�Õ͈̀ίεΉΧtʕ̶̉�Š̪̀ƮǵɊ̪˻ƮǵɊ͓[̺͎̪Ƨʶʕ̶̉ɹ͈ͬͪ 2̫űȵǹ͓ 107

7͕Ξΰ͵εǰĤɎ̶ßʨ̪͐͒ͨǰ·͖ 457͕ÐǶĢ̪27͕w�Ģ̪187͕ÁǪ·̪427͕Úţ
ĢΞΰ͵εǰ͏̰͈̫͋ΑͺΰεƮǵɊ͖ 38 7̪˻ƮǵɊ͖ 69 7͏̪ƮǵƱ͖ 1 Ť 300mg ͏ 2 ý

ˣ͕ʈÝŶˣ͈̫͐̀78 7κ73ιλ̶ʈÝŶˣ�͓ƣ�͈̫̀ǠÏǛ͖ΑͺΰεVŴɊ͏˻VŴɊͦ
̵̶͈̪ͨ̋͋ˢËŪ͕˔Ǳă͏ɾƞͭɹ̲̪͐�Ɏ͓ô̵͖͈̫͈ͧͪ͒͋͟͠ɓƗə˲Ù̶ 20 7

͓̪ͧͪ͠97͓ǺǮ̪77͓§ƨ̶̰ͨg4ǡͣǽȠ͈̫͋ 
ΜαΛαΊε͖˻̌ɵĢ˜ǳf͎̪͐̀NMDA �Û1˦Ù4ǡͭų̪̀ɛɸƽˤˠͭÛŨ͓ˀˈ

͂ͩɵf͏̪28�͕Creutzfeldt-JakobǰκCreutzfeldt-Jakob disease: CJDλĤɎͭßʨ͓̪13�͓Öɵ

̶̪15�͓Ξί΅Σ̶Ļ	͈̾ͪ 3̫ʙȉƗəƏƅ͏ 2Ɋˣ͓ųīô̶̶͈ͧͪ͠Ǡ��Ē͏͖ô̶
̵͈̫͒͋ 

ΡεΏεΤΰαΜͲθΏ pentosan polysulfate: PPS	 ͖ΟΘΰε̅,͕ȋ˓tÃȭ͏̪ˣʬĢɟ
ɘǎͤˤȩǎ͕Ʈǵ͓ǡ̷̱͎͈̫ͧͪpǖĬƄÖ̉͏̪ĬƄdĒ͓ɛ×VĻ	͓ͦͨǶǱˆąo

Ƃ̶̰̫ͩPPSɛ×VłȼĻ	Ʊ͖ɮ¯͏ÁǪ· CJDκvariant CJD: vCJDλ͓ß͎̀^͎͢ɹͬͪ 4̪

Źˍ͏̪2004ý 11Ų̵ͧ 2007ý 3Ų͟͏͓ǰ·̶Ǫ͒ͩΞΰ͵εǰ 11Ǳ7͓ß̀ PPSɛ×VĻ	
̶ɹ̪ͬͪś7̴͓̱͎˟ŶǠÏ̶̶͈ͧͪ͠Ɨəǹ©ĖͭȐ͈̀Ǳ7̵͖͈ͧͪ͒͋͠ 5̫ƛò͏

ͣ 15 Ǳ7#�ɹ̪ͬͪvCJD ĤɎ͕ǠÏŶˣ͖̪;εΏγξα͕ vCJD Ɋͦͨͣŧ̵͓ͧ˟̶̱̪˅ɹ
ͭ�˥͏̷̵͖ͩʓŧ͎̱̱̫̾ͪ͒ 
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ΏίͰͺΰεȮt�ǖ͖ PrPSc ͐ȸ�̪̀ͯΦγͰΐƒ˂ͭ�ÓÕt̪ΞγͯθΆ͓ͦͩ[ʊͭ=

˅͂ͩ 6̫ĬƄpǖÖ̉͏ͣΐͰͺΰε͖ǶǱˆąoƂ̪ǠÏŶˣ͕ą˟̶͈̫ͧͪ͠ΐͰ

ͺΰε͖ǰǹ PrPSc ͓ȸ�͉̺͂ͩ͏̸̪͒Ξΰ͵ε͕ĬƄĺaoƂͣŶĐ̵̼̪̾ͪͩ͐ͧɢĀȊȟ̶

ɹ͎̱̫ͬͪͩΜίε̪ͰΈΰ͕ͯȊȟ͏͖ 121 7͕Ξΰ͵εǰĤɎͭίεΉΧ͓Ļ	Ɋ͐Ξί΅ΣɊ

͓[̺͎Əʎ͈̫̀ȸƂ͎͖͐̀ΐͰͺΰε 100mg ͕Ļ	͖ÓQ͓ɹ̶͈̪ͬͪǠÏŶˣͭą˟
͂ͩoƂ͖ʙ̵͈ͧͪ͒͋͢ 7̫ 

Ǳǘ̶˅ɹ̀ȷ�Ő�̶¬˶͈͐͒͋¾�͖̪ȷ̎ɖȨ͓͎͒͑ͦ͋ȷȨƆ̶̇ɹ̶̼ͬͪͩ͐Ã

̵̱̫̪̀̀Ǡ��ĒͭŖ¤̱͈͂ͩ͐͋ŧȍ͒ͳΚΎε͖̱̫͒ 

CJD ͕ȷˈ�͓̀͗̀͗ʙͩ͢Φ͵ͺγθΓ͓ß͎̪̀ͣǺʬĢ̰̱͖ͩǺʬ�ĢΦ͵ͺγθΓ͕
Ʈǵ͎͐̀ͺγΑΆΘΧͤΗαΞγ˓̶6ǡ̶͎̱̾ͪͩ 8̪ŧȍ͒ͳΚΎε͖̱̫͒ 
 

1.! éǢˊÅ, ¼ƷMɉ, µ�ɋÅ, �í˴ÀοͺγͰΌΜͲαΏηΫ;Νǰ͓ß͂ͩ Qinacrine Ʈǵ. �ǠnHȗÑ

Ȋȟʫɾl˗ ˶ƮĢǯĤMŴȊȟ�Ɛ Ξΰ͵εǰ�͙ˆǶĢͱͰαĬƄǱ͓ˤ͂ͩʟƅȊȟ üĲ 15 ý

ăȿŁη[ĿȊȟ½�Ű. 2004. pp113-124. 

2.! Collinge J, Gorham M, Hudson F, et al. Safety and efficacy of quinacrine in human prion disease (PRION-1 study): 

a patient-preference trial. Lancet Neurol 2009; 8: 334–344,. 

3.! Otto M, Cepek L, Ratzka P, Doehlinger S, Boekhoff I, Wiltfang J, et al. Efficacy of flupirtine on cognitive function 

in patients with CJD: A double-blind study. Neurology 2004; 62: 714-718. 

4.! Todd NV, Morrow J, Doh-ura K, Dealler S, O'Hare S, Farling P, et al. Cerebroventricular infusion of pentosan 

polysulphate in human variant Creutzfeldt-Jakob disease. J Infect 2005; 50: 394-396. 

5.! Tsuboi Y, Doh-Ura K, Yamada T.et al. Continuous intraventricular infusion of pentosan polysulfate: clinical trial 

against prion diseases. Neuropathology 2009; 29: 632-636. 

6.! De Luigi A, Colombo L, Diomede L, Tettamanti M, Welaratne A, Giaccone G, et al. The efficacy of tetracyclines in 

peripheral and intracerebral prion infection. PLoS One 2008; 3: e1888.  

7.! Haïk S, Marcon G, Mallet A, et al. Doxycycline in Creutzfeldt-Jakob disease: a phase 2, randomized, double-blind, 

placebo-controlled trial. Lancet Neurol 2014; 13: 150-158. 

8.! Kojovic M, Cordivari C, Bhatia K. Myoclonus disorders: a practical approach for diagnosis and treatment. Ther Adv 

Neurol Disord 2011; 4: 47-62. 
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S

 
•! ɈɔȨəċȎțǱȍiǶȌ[ƆȍęƋǽȃǬǵǪ�ȝǪ�XǪŎ�Ǫ�sȌȋȡ§ǷȎȏŊöȌǹ
ȊȉǯȞȊāŜǿȞǹȊǵŻŘȉǯȞǫ 

•!hǷȎȏǪÄƀȎĶŴȊȊșȍŊȜ�uȍOǶMǰæ©ȅȡºāǽȈǰǷ6ȡșȆȈǰȞǫ�Ȇ
ȈǪ�āµ±ȎĘÝȏǪ�sȚ�ĎȎŭòȚŜïȉȏȌǷǪǬȎ�āĖŵ�ȎŴĬȡāŜǽ

ǬȎæ©ȅȡPtȁȀȍľǶŐȅĞǰȈřrȞǹȊȉǯȞǫ 
•!ȏȃȊǲDǽǰ-yȉșûêǵ¤°ȉǶȈǰȞȊ�ǾȜȟȞȊæ©ȅǵŐȅĞǷșȎȌȎȉǪĊ
�ȍƁǽȈáĤȉ=/Ȍ�bȡƅǻȀȍȠǴȝȚǿǷ��ȉș�ǲȞǹȊȏiǶȌ�āµ±ȊȌ

ȞǫLĭ�bũóȚ��ĽZ�Ȏĵ�șÉăȉǯȞǫƛ

•!�āĦ�Ėµ±ȍȏǪ<�ǪĜŨĿǪ�ā{žĿǪ<ĒȶɛȱɏɕɚɘɛȩɛǪŶ�ȩȥəȴɔə
ȭ{žĿȌȋȎű²ǵÉ�ļȉǯȞǫƛ

•!�ĽɚxÀȍǳǰȈ¥Ǳȇû�ǵĉȠȟȞȊǶȏǪĲħĨ<ȍĚŧǿȞǹȊǵÊȖǽǰǫƛ

 

ɜƦɝƛ ǬǵÄƀȡǴǸȈŊŬȎ6ȉ�āĖȍûêȍŵ�ǽȈǰǷŴĬȡāŜǽřrȞ 1-4ƛ

Ä̷͒¬˶͓Ǿ˼͈̀�̶̬ęǟǹέͺͤğ̪ͨħ¦̪�Ó͒͑ͭĬ̼͖́ͩ͐ɣǒ̼͒͐͏̰̫ͩ

̵̪͕̀̀͐ͮ͑͝�̬͖̪Ūˣ͕ȷˈ͓͐͐ͣɣ[͕i͏�Ö͓�̷�̱ƨł͊ͭŜǟ̸͎̱̀iͭ

ł͎̱̫͋ͩ�ɧǹ͓̼̲͈̀ęǟǹˋě͓͖ 2-3ý̵̵̪ͩ͐̾ͪĊ^͖Ä̷͒ğͨͤƿ�̶͒͑ȼ̸
̶̼̰̪͐ͣͩƾb͒ǯĤ̶ǽ͕d͓̰ͩ#�̪�̬͕ĥͤ͠ɭ̸̼͖̀ͭ͒͂͐͠͏̷̱̫͒Ĕ͎̪͋

ęǟŕō͕ǽƔ͖̪ęǟǹ£͕̄ʵǂͤʊƼ͏̸͖̪͒Ξΰ͵εǰ͓Ǿ˼͈̀ĤɎ̪Úţ͕ƨł͊ͭ

ǟʊ̪̀ęǟǹˋěˈțͭʃÒ̼ͩ͐͏̰̫͕ͩ͆˱̪ĤɎ̪Úţ͕ʋɱ͓ȄŒ͓ɐͭG̺͎�̬͕

ƨł͕͊ǟʊ͓q̪͢£̄ʊƬ͓ʭ̪ͧ̓ğͨͤɭ̀ͤ͠ƿ�ͣ�Ṏ͓́̓ʙ̶͒ͧ͢ɑ̸̶̼͐ŵ͟

̱̫̀ġ̱͏ǰƨͭ�̺PͪͩĚʂ̸͖̪͒ƨł͕͊Ŝǟ͓͖Ūˣ̶Ěʂ͐*̳̼ͩ͐ͣųǡ͏̰̫ͩ

͈̪͟�̶̬wǵɎ͓ß͂ͩ�Ǆͭʽ̷͈͓͖̪͐͜ęǟŕō�͖̪ĤɎ̪Úţ͕�Ǆͭ�Ṏ͓́̓

ʙ͎͢ǟʊ̲̀ͦ͐͂ͩÍsͭȐ̶̼͂͐ŵ̱̫̀͟ɻ̦-1 ͓Ξΰ͵εǰ͕ĤɎηÚţ͓�ɧǹ̸͓ͦʃ
ͧͪͩęǟǹǘư͕7̪ͭɻ̦-2͓Úţ͕ʂŵ͕7ͭȐ̫͂ 
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D a 1, 2, 4

RV

̗̕! ǒ͕ǶǱͤġˁ͒ǰǘ͕˅ɹ̪̰̱͖̪ͩȬȓǱǘͤʙȉǱ͕̰͓ͧͬͪß͂ͩȬȓǹέͺͤpŎ̪

ęǳ̒

̘̕! ƈŹǹ͒ƮǵƱ̶̱̼͓͒͐ß͂ͩȻŵĬ̒

̙̕! ǶǱ̵͎̀ͧʒŠ̶̸͌͟͏Ūˣ̶̵̵̶̼ͩ͐Ã̸̪ǘư̶ĹŌ͏̷̱͒͟͟Ǳǘ̶Ħt̪̀ʒŠ̶̱͈͌
Ē͖�Ʈ͕ǰ͏̰̼̪ͩ͐ʻ̱âżĤɎ̶ƣͭʺ̳̱̲̼ͩ͐͐ͭȉ͎͕ͧ̾ͪȬȓǹέͺ̪ͤ͆ͪ͟͏ʒŠ

̶̵̵͈̼͓͌͒͋͐ß͂ͩ�?Ĭ̪įͨ̒

̚̕! Úţ͕ǘư͓ß͂ͩęǟǹˋě͓͖Ūˣ̶̵̵̶̪ͩ͆ͪͦͨͣṯ̌Λθΐ͏ĤɎ͕Ǳǘ̶˅ɹ͈͂ͩ͢
͓Ǡ̪́ͩęǟǹ͓�ÓÕ͒ǘĭ̒

̛̕! ǰǘ͕˅ɹ͓͐͐ͣÚţ̶ĤɎ͐īĠǫˀ̶͏̷̸̼͓͒͒ͩ͐ß͂ͩęǟǹɭǳ̒
̜̕! Ξΰ͵εǰ͓ˤ͂ͩȉʦͤǟʊ̶x[͏̰͖ͩ͐ʋ̱˶̱wǵΈΜ͕ʋp͓ß͂ͩɫȠ͊ͤį̪ͨ�Ǆ̪
�?Ĭ̒

̝̕! ęǟǹ͓3ɽ̶̱͒ǘĭ͏̪wǵɎͤ�͕�̬͓ß͂ͩƓ̬͒�Ǆ̶Ǡ͈́¾�͓ʃ̪ͧͪͩĉ̱ğͨͤ
ɫȠ͊̒

̞̕! ǵ̇·wǵƗˤ͕͛ʴ˨ͭŊƊ̼͓̾ͪͩ͐ß͂ͩįͨͤ�Ǆ̒
̟̕! øäǯĤ̳ͥĨ½̶�ʰ͎̱̼̀ͩ͐ͤ˶ʊ͒ǯĤΨͶΒ΄Χ͓͒͑ͦͩƿ�ͤ�Ó̒

̗̖̕!ŧȍ͒�ª̶̵̱̼͓ͬͧ͒͐ͦͩɫȠ̭͊ͤ͒ͅχ̮̭̲͎͑̀χ̮̱̲͐ƨł͊̒

̗̗̕!ȑ)ͤ�͕�̵̬͕ͧDʃͭ�͡ʅɀ͓ß̱͂ͩ͐͑ͤ͟ğͨ̒

̗̘̕!̩ *ĢΞΰ͵εǰ̵̷̱̱͈͕̪ͣ̀ͪ͒͐ͬͪ͐�͕Úţ͕͛ˌ*͕ę˒̒

̗̙̕!ĤɎ̶ġ͓��̶͏̷̸͕͒͒ͩ͒͑ǘư͏̪Úţ̶ȷǁǹ͒¬˶͓Ǿ˼͈̀¾�͕�ÓͤΏβ̒

̗̚̕!ĤɎ͕�ʧ͓̰͈ͩȠ¾͎͕͐̀Ώβ̪ȬȓǹʩĿ̒

̛̗̕!ĤɎ̶�̸͈͒͋Ē͕Úţ͕ƾ̱ęǳ̪ħ¦̒

RV

•!Ξΰ͵εǰ͕ĬƄĢ͓ß͂ͩ�Ó̱ͤ͐͑̒͟
•!͑ ͕ță͕ĬƄĢ̵̵̱̼͓ͬͧ͒͐ͦͩ�Ó̪ƿ�̒
•!�ʧ�͕ĬƄ͓ˤ͂ͩ�Ó̒
•!ĬƄ�˥͕͈͓͢�͕ĤɎ͐Ǫ͒ͩķ̱̼͕ͭ̾ͪͩ͐�ĝĬ̒
•!wǵɎͤ�͕�̴̬͓̺ͩĬƄĢ͓ˤ͂ͩˈh�ěͤʜʊ̪Dʃ͓͎ͦ͋ć̷ʮ̼̾ͪͩğ̪ͨɫȠ̪͊�
ĝĬ̒

•!ʜʊͤDʃͭ�̵̵̺̱̼ͩͣ̀ͪ͒͐ͧ�͕�̬͓ß͎̀ĤɎ͕ǘưͭ͵θΞε͓ʖ̶̼͂͐͏̷̱̼͒͐
͓ͦͩΏβ̒

•!ǘưͭȉ͈͋ʇţͤ�͕�̶̬Ľ̸ĬƄĢ͕�Ó͓ß͎̪̀ĤɎ͕Úţ̶ƨͭ6͈͋ͨʝŧ͈̺̀ͨ̀͒ͪ
̱̼͓͗͒ͧ͒͐ß͂ͩΏβ̒

•!ȌɠșƎ͓͒͑ͦͩĬƄ̶�ª͏Úţ̶Ξΰ͵εǰͭǶǱ̷͈͕̀͐ğͨͤǑĞ̪͕̾ͤͩ̈́͒̾͒͑ĬĨ̒
•!Ķɺ͒͑͏ĬƄ̵͎̱̱̀ͩͣ̀ͪ͒͐*̳͈ͧͪ¾�͕Ώβ̪�Ó̪ğͨ̒
•!̩ *ĢΞΰ͵εǰÚȮV͕ŸǶǱɎ̴͓̱͎̪ˌ*̵͎̱̱͕̀ͩͣ̀ͪ͒͏̪�͕ǯĤ͏ɛÂȗĶɺͭ�̺
̷͓͖ͩ͐͒͑ĬƄ�˥͕͈͓͢wǵɎ͓*̳̲͓̱͈ͩͦ͐͋Ƴī̼͓ͭ̾ͪͩ͐+̲�Ó̪�ĝĬ̒

�̬͖ǘư͓ͦͨƓ̬͒ęǟǘư̶͓̰̪ͩwǵɎ̶�ɧǹ̸͓ͦʃͧͪͩǘưͭȉ̴̸͎̼͋͐͏ĤɎÚţ

͓ß͂ͩǟʊ̶ƾ̫͈̪ͩ͟͟ĤɎÚţɣʳͣ�̲́ͦ͒ǘư͓̰ͩ�̬͕ǘưͭȉ̼ͩ͐͏̪̭ɣ[͖͐ͨ͘͏͖

̱̮̭͒�̲͓́ͦĠ͎̱͋ͩ�̱͕͉̮ͣͩ͐Ĭ̶̼́ͩ͐͏̷̫ͩɣ[͖͐Ǫ͒ͩƨł̰̼͊ͣͩ͐ͭȉ͎̪͋ʅ˕̶

ÿ̶ͩ¾�̰̫ͣͩΫ;ΝǰΤθΏΔΏδθͺ͕͒͑Ċ�Ɏ«1͕Ƶp͓�k͈̪̀ͨˈ�͕ĤɎÚţ͕īʦ

ʟƅ͕½�͒͑ͭʃ͈̼ͨ͂ͩ͐͏̪�̲́ͦ͒Ƞ¾͓̱ͩ�̶͈͕̲͊͑ͦ͒ƨł͊͏̵̱͕ͩȉ̼ͩ͐ͣųīɋ

͏̰̫ͩ 
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D b RT aT 1, 2, 4

ɡŠĒĀcȎ<ĒĽȍzǽȈɢƛ

I.! ĤɎ͕ġǌ͒ǰǘ͕Ħt͓ß͎̪̀Úţ͓͎̱͔̱͓ʝŧ̀Μʹγθ͎̱̀̀̒͝

II.! ǰ˨Q1̶̪ǰƨ͓ß͎̀ǟʊͭƾ̪͢ˈh͒ĬƄ�˥͒͑͏Úţ͕ʳ1ǹηȬȓǹʩĿͭ¿̱̲ͤ̾͒ͦ
͓�ͨȶͮ͏̱̀̒͝

III.!ʒŠ͈ͭ̀ǰ˨͏͏̷ͪ͗űŶ͟͏P˨̶͎̱̪̾̈́̀͝Ǒǟ͏̰͕ͪ͗͆ĒͣĨ½ͭSų͂ͩ͒͑i͓͒
͎̱͋̀̒͝

ɡ]ȚBĂ8#ěȍzǽȈɢƛ

IV.!�̺Pͪǰ˨ͭ¿͎ͤ̀Ɯ̱̀̒

V.! �Ȝaăͭ`ǡ͂ͩ˱͓̪ǰǘ͕Át̶ġˁ͕͒͏̪Ķȼ̷ͭˁ̵͓ͤɹ͎͋Ɯ̱̀̒

VI.!wùͤȂʧù͕ßě̶�Õ͕βΠα͓ɤ̲͓ͩͦĨ½Ŋ8̪Řɕͭɹ͎̱͋̀͝ 

ɜƧɝƛ �b®�Ȏ&uȏ�āµ±ȊȌȞ 1-4

�͖̪͈̳͐�̱̀ǘư͏ͣǘư̶ĹŌ͏̷͎̱ͩ͐Ĭ̷̶͕̲̪́ͧͪͩ͐͝ƨł̶͊ɰ͊ȇ̸̼͐

̶Ã̱̫Ĕ͎̪͋ΞίͰΗθ͕͈ͣͧͪ͟¾Ĵ͐Ūˣ̲̺͎̪ͭͣǯĤ͓ˤ͎̀ƞȍ͏x[͒Ĩ½ͭ˳

̵͓̱̾̓ͬͨͤ͂ʋɱ͏*̶̳̼̪ͩ͐Ä̷͒ęǟŕō̫͐͒ͩʒŠĊ^̶͖̂Ȅ͋Ǹ͓͎͒͋ʝŧ

̶͓̂P̱ͧ͒¾�̰͕ͣͩ͏̪�ăʖ͈̼̀͐͏ͣ*̵͎̱ͬ͋ͩ˰Ūȍʙ̶̀͒ͧĚʂ͓ě͎́2

ă͏ͣʝŧ̪̀Ǭ£͓ß͎̀�Þ͓Ȧ̸̶̳͎̱̼͐ŵ̱̫̀͟Ċ�Ɏ«1̭Ϋ;ΝǰΤθΏΔΏδ

θͺ̮ͭȴ�͈̪̀ͨ˶ǰĨ½΅εΈθ͕ͰΏͤΞΰ͵εǰȊȟǝ͕ͰΏ͕͒͑Ĩ½ͭ*̳͈̼ͨ͂ͩ

͐ͣųǡ͏̰ͩκɻ̦-3λ̫ 

D S

3! Ξΰ͵εǰȊȟǝ͕θΧΡθ 
http://prion.umin.jp/index.html 

4! ˶ǰĨ½΅εΈθ͕ǯĤĨ½θΧΡθ 
Ξΰ͵εǰκςλͺγͰΌΜͲαΏηΫ;ΝǰκCJDλ 
http://www.nanbyou.or.jp/entry/80 

 Ξΰ͵εǰκσλͽαΏΥεηΏγͰίθηΪͰεͶθǰκGSSλ 
http://www.nanbyou.or.jp/entry/88 

 Ξΰ͵εǰκτλɥƣĢÚţĢ�ȅǱκFFIλ 
http://www.nanbyou.or.jp/entry/51 

5! Ξΰ͵εǰĤɎÚţ͕Ţ̬̪Ξΰ͵εǰ͕ΰͺ͕�Ó͕̰ͩŢ̬͕͛Ͷͱε΅ΰεͻ 
κΞΰ͵εǰȊȟǝθΧΡθVλ 
http://prion.umin.jp/prion/counseling.html 

6! Ϋ;ΝǰΤθΏΔΏδθͺκŤŹ͕Ċ�Ɏ«1λ 
http://www.cjdnet.jp/ 

7! CJD Support Networkκɮ¯͕Ċ�Ɏ«1λ 
http://www.cjdsupport.net/ 

8! Creutzfeldt-Jakob Disease Foundationκȫ¯͕Ċ�Ɏ«1λ 
http://www.cjdfoundation.org/ 

̒

1.! ǢźŬɮÎοĤɎηÚţ͓ß͂ͩęǟȑ)ǹŕōκȣςˏΞΰ͵εǰν0οΙΏηΞΰ͵εǰοȣ21ȡλο�ǠnH

ȗÑȊȟʫɾl˗˶ƮĢǯĤMŴȊȟ�Ɛ̭Ξΰ͵εǰ�͙ˆǶĢͱͰαĬƄǱ͓ˤ͂ͩʟƅȊȟǝ̮κɁλο

Ξΰ͵εǰ͐ˆǶĢͱͰαĬƄǱο˗�Zǔφ2010οpp213-219ο 

2.! ǢźŬɮÎοCǟǹ£̄͐ęǟŕōκȣ 11ȡλ. Ξΰ͵εǰĬƄ�˥ͷͰΐίͰεκ2008ýǔλν�ǠnHȗÑȊ

ȟʫɾl˗η˶ƮĢǯĤMŴȊȟ�Ɛ Ξΰ͵εǰ�͙ˆǶĢͱͰαĬƄǱ͓ˤ͂ͩʟƅȊȟǝκ�&Ȋȟ



 

 2 (  -

Ɏ Ʃǋɮƴ̪Ɂ˵ʪ&Ɏ ̍ëɋ�λο2008. pp123-140κΞΰ͵εǰ�͙ˆǶĢͱͰαĬƄǱ͓ˤ͂ͩʟƅ

Ȋȟǝ͕θΧΡθ̵͒͑ͧΉͱεγθΐ�əλhttp://prion.umin.jp/guideline/index.html 

3.! ǢźŬɮÎ. Ξΰ͵εǰĤɎÚţ͕Ţ̬͕͛Ͷͱε΅ΰεͻ.ŤŹɢĀ 2007; 65: 1447-1453. 

4.! ǢźŬɮÎ. Ξΰ͵εǰĤɎηÚţ͕ęǟȑ)ǹΤθΏΧ͓ß͂ͩɍÝ. �ǠnHȗÑȊȟʫɾl˗

˶ƮĢǯĤMŴȊȟ�Ɛ̒ Ξΰ͵εǰ�͙ˆǶĢͱͰαĬƄǱ͓ˤ͂ͩʟƅȊȟ üĲ 17 ýăȿŁη[ĿȊ

ȟ½�ŰκȊȟ"ɻɎ Ʃǋɮƴλ. 2006. pp99-111. 



 

 2 (  -

Ξΰ͵εǰ͕ĬƄ�˥͓̱͎͖̪̭͌Ξΰ͵εǰ�͙ˆǶĢͱͰαĬƄǱ͓ˤ͂ͩʟƅȊȟǝ̮   
͓ ͦ ͋ ͎ ̭ Ξ ΰ ͵ ε ǰ Ĭ Ƅ � ˥ ͷ Ͱ ΐ ί Ͱ ε κ 2008 ý ă ǔ λ ̮ ̶ R ˢ ̾ ͪ ͎ ̱ ͩ

κhttp://prion.umin.jp/guideline/index.htmlλ̫̼͕ͷͰΐίͰε͓º͍̱͎ĬƄ�˥ͭɹ̲̼͐ͭňÇ͂ͩ  ̫
ŹͷͰΐίͰε͏͖̪̭Ξΰ͵εǰĬƄ�˥ͷͰΐίͰεκ2008ýăǔλ̮͕ǽƚͭ#�͓ȴ�̫͂ͩ 

 
Ξΰ͵εǰĬƄ�˥ͷͰΐίͰεκ2008ýăǔλ 

ȣ 1ȡ ȿʢ 
ȣ 2ȡ ˻;ʁǹwǵɹǐ͐Ȃʧͼͯ 
ȣ 3ȡ Ξΰ͵ε͕ǉɯ 

ȣ 4ȡ CJD ̵�̵�ŧ͕ĤɎ͕ΖͰΰͺĶĸ͓ǡ̱͈ͧͪĶɺ¨Ƌȥ͓ß͂ͩYǟŢƱ 
ȣ 5ȡ ƼtȨVʅ˝Əƅ 

ȣ 6ȡ ɛȓȷÂȗĶɺ 
ȣ 7ȡ ƠȗƮǵ 
ȣ 8ȡ ȆȗƮǵ 

ȣ 9ȡ ŜċÂȗƮǵ 
ȣ 10ȡ eƏηǰǟƔŹ4ɿ 

ȣ 11ȡ Cǟǹ£̄͐ęǟŕō 
ȣ 12ȡ ȑ)ǹ£̄ 

 ˛ ΖͰΰͺĶĸ͓ǡ̱͈Ķɺ¨Tͭ)͂ͩ CJD�ƚĬƄ�˥͓̱͎͌ 
   CJD�ƚĬƄ�˥͓ˤ͂ͩßȧƏʎ) 
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̭Ξΰ͵εǰ̴͙ͦˆǶĢͱͰαĬƄǱ͓ˤ͂ͩʟƅȊȟǝ̮̭͐Ξΰ͵εǰ͕θΠͰίε͐Ĭ

Ƅ�˥͓ˤ͂ͩʟƅȊȟǝ̮͖̪�Ȋȟǝ̴͙̭ͦΞΰ͵εǰ�͙ˆǶĢͱͰαĬƄǱ͕[Îǰĭ

ʊŧηƮǵƱˢǶ͓ˤ͂ͩȊȟǝ̮��͏θΧΡθκhttp://prion.umin.jp/index.htmlλͭˢʑ̪̀Ź

ͷͰΐίͰεͭ�͡�ȜͷͰΐίͰεͤűš͕ȊȟĲƂ͒͑ͭŊ8͎̱̫̀ͩ̒

)-

Ξΰ͵εǰ͕ǗÕǯĤƮǵȊȟ�Ɛ̴͓̺ͩwǵ�ȺɎʓ� ͭǤʡ͈̾ͪǱ7̪�ʐ͕ɛɚ̊

ƽƏƅͤΞΰ͵εɷǸˌ*ÎƏƅͭøŵ͈̾ͪǱ7̪ĬƄǱƱ͓º̸͍è̺Z̶̰ͨ�Ʈw̶ʒǵ

ŕōͭøŵ͈̾ͪǱ7̶ CJD θΠͰίεÌ )͓Ƿ˛̫̾ͪͩ²¹͕ CJD θΠͰίεÌ ͐

�ˑˉĂȃ͕ CJD ĿĊàˠw̶ʟƅͭɹ͈͋Ē̪CJD θΠͰίεÌ )͓͎ʒŠ̶Əʎ̪̾ͪ
͕͆ȸƂ̶�Ʈw͓½�̫̾ͪͩ 

Ξΰ͵εǰ͕ʒŠȥκǰǟÑǹŇȲͭ�͡λ͏ŕō̶Ěʂ͒Ū͖̪�ʐ CJD θΠͰίεÌ )
�qç͏ǿʠͭ�̺ ̺͎̱̫ͩ 

˃ȹL υ CJDθΠͰίεÌ )�qç 
¯ȠȊȟˢǶƱ�̒ ¯ȠȬȓηȓȷwǵȊȟ΅εΈθ 

̯187-8551̒ Ž�ˑãüöãñŽǦ4-1-1 

TELυ042-341-2712̓ΉͰΫαͰε3131̔̒ FAXυ042-346-1762 

E-mail : prion-ncnp@ncnp.go.jp 

http://prion.umin.jp/survey/index.html 

)-

Ξΰ͵εǰͭǶǱĒ͓Ξΰ͵εǰ͕*œ͓ˤ̲ͬͩͦ͒;ʁǹ͒wǵɹǐ̶ɹ͈ͬͪ¾�͓̪͕͆

w

ǵɹǐ̶ɹ͈ͬͪwǵ¨Tͭ6ǡ͎̀wǵɹǐ̶ɹ͈ͬͪǱ7ͭǷ˛̪͕̀͆Ē͕ȷˈͭǼʅ͎̱̫̀ͩ ̒

˃ȹL υ CJD ͰεΎεΏÌ )�qç 
Ž�ÄÑÄÑ˨wÑȮȊȟȗ̒ ɛȓȷÂȗÑ 

̯113-8655̒ Ž�ˑŝ�vŹː 7-3-1 

TELυ03-5800-8848̒̓Ǿˀ̔̒ FAXυ03-5800-8849 

http://prion.umin.jp/survey/index.html 

Ξΰ͵εǰ͕ǧIʒŠ͕ŕōͭɹ̲̫̒

˃ȹL υ ëĶwȗÄÑ wƠɵȿ�ȊȟĴ̒ ʯ̋Ȏ¾MRIʒŠηǰĭȊȟˏˠ 
̯020-8505̒ ëĶȃǻêöV19-1 

TELυ019-651-5111 ̓3660̪3733̔ FAXυ019-622-1091 
˃ȹL υ ėíÄÑÄÑ˨ ΟαΗͰ͵ͰͳεȊȟˏ ŗáɀȗÑ[˕ŗáɀʒŠȗ 
̯770-8503̒ ėíȃėíöɴŹǦ 3-18-15 

TELυ088-633-9283̒ FAXυ088-633-7174 
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e E13 04 )  
ɛɚ̊ƽƏƅ͓͎Ξΰ͵εǰ͕ʒŠͭŕō̫͂ͩ̒

˃ȹL υ ˟îÄÑwÑˏ̒ ĬƄ[ÎʊſÑŘ× 

̯852-8523̒ ˟îȃ˟îö³Ź1-12-4̒ ˟îÄÑwÑˏ̒ ºȏƌ8F 
TELυ095-819-7059̒ FAXυ095-819-7060 
E-mail : nagasakiprion@yahoo.co.jp 

http://www.med.nagasaki-u.ac.jp/mmi/cmb/prion/index.html 

Ξΰ͵εɷǸˌ*ÎƏƅ͓͎Ξΰ͵εǰ͕ʒŠͭŕō̫͂ͩ̒

˃ȹL υ ŽuÄÑÄÑ˨wÑȮȊȟȗ̒ ǰĭȓȷÑ[˕ 

̯980-8575/ ̒ Ø¸ȃ!�ö˹ɱvũˬǦ 2-1 
TELυ022-717-8147/ ̒ FAXυ022-717-8148 

E-mail : kitamoto@med.tohoku.ac.jp 
http://www.prion.med.tohoku.ac.jp/geneticanalysis.html 

e

WȸɛȶɅͭͱͳΈεΝγΏƱ͓͎ǪúΞΰ͵εɷǸ͕ųǑ̴̪͙ͦ·͕ʒŠͭɹ̲̫̒

˃ȹL υ ŽuÄÑÄÑ˨wÑȮȊȟȗ̒ ǰĭȓȷÑ[˕/   

̯980-8575/ ̒ Ø¸ȃ!�ö˹ɱvũˬǦ 2 -1 
TELυ022-717-8147/ ̒ FAXυ022-717-8148 

E-mail : kitamoto@med.tohoku.ac.jp 
http://www.prion.med.tohoku.ac.jp/geneticanalysis.html 

l

Ξΰ͵εǰυhttp://www.nanbyou.or.jp/entry/3665 

Ξΰ͵εǰκ̗λͺγͰΌΜͲαΏηΫ;ΝǰκCJDλ 
CJDǰƨ͕ʊʝκ�ɧ`ǡɎ�̺λυhttp://www.nanbyou.or.jp/entry/80 

CJDʒŠϊƮǵŃ˘κwǵĔ�Ɏ�̺λυhttp://www.nanbyou.or.jp/entry/240 
CJD FAQκ̸̰ͦͩʬ£͐©Ȧλυhttp://www.nanbyou.or.jp/entry/385 

Ξΰ͵εǰκ̘λͽαΏΥεηΏγͰίθηΪͰεͶθǰ̓GSS̔̒
GSSǰƨ͕ʊʝκ�ɧ`ǡɎ�̺λυhttp://www.nanbyou.or.jp/entry/88 
GSSʒŠϊƮǵŃ˘κwǵĔ�Ɏ�̺λυhttp://www.nanbyou.or.jp/entry/247 

GSS FAQκ̸̰ͦͩʬ£͐©Ȧλυhttp://www.nanbyou.or.jp/entry/386 

Ξΰ͵εǰκ̙λɥƣĢÚţĢ�ȅǱ̓FFI̔̒
FFIǰƨ͕ʊʝκ�ɧ`ǡɎ�̺λυhttp://www.nanbyou.or.jp/entry/51 
FFIʒŠϊƮǵŃ˘κwǵĔ�Ɏ�̺λυhttp://www.nanbyou.or.jp/entry/213 

FFI FAQκ̸̰ͦͩʬ£͐©Ȧλυhttp://www.nanbyou.or.jp/entry/387 
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BSE bovine spongiform encephalopathy  

CJD Creutzfeldt-Jakob disease Creutzfeldt-Jakob  

CWD chronic wasting disease  

dCJD 
dura mater graft associated Creutzfeldt-Jakob 
disease 

Creutzfeldt-Jakob  

DWI diffusion weighted image  

FFI fatal familial insomnia  

GSS Gerstmann-Sträussler-Scheinker disease Gerstmann-Sträussler-Scheinker  

PPS pentosan polysulfate  

PrP prion protein  

PrPc cellular prion protein  

PrPSc scrapie prion protein  

PSD periodic synchronous discharge  

RT-QUIC real-time quaking-induced conversion  

TSE transmissible spongiform encephalopathies  

vCJD variant Creutzfeldt-Jakob disease Creutzfeldt-Jakob  

WHO World Health Organization  

 

 

 
 


