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> The rcsults of our tests demonstrate the presence of a prion disease in SvioniSRSNE The
Westeri blotand genetic analysis indicates:that thie prion disease s most likelyaCID VVI according to
the classification of Parchi st:al. (4rmals of Neurology 46: 224-233, 1999), where YV refers to the non-
pethogenic genotype:at codon 129 of the PrP gene-and 1 1o the type of the-abnormal PrP found in den

ResE =5 determined by'the electrophorc’cm mobility. The diagnosisiofsCID VAV issupported by1)the

dopogrephy and-distribution of the histépathological lesions, 2) the pattern end-distribution of the PR, -
immunostain, and 3) the-characteristics of the abrormal PrP &5'demcnstrated by the Western blot.
Tnferestingly, sSCTDVV1 often Bas an-early onset at N s age or younger. None-of thefindings
SUppoits: the diaghosis ofvanant CID(Will et al. (Lancet 347(9006): 9215, 1996) that can-be excluded
in this case, The presence of mumerous diffuse:plaques of. AD type and, especially, of the amyloid
angiopathy 15 rematkable in view of the relai:we ymmg ageo o PR b it 1 occasionally
obsarved i .

The sequencing of theprien pmtem (PrP) gene is based on’ thc report issued by Dr. Georgia '
‘Wiesner of the Center for Human Genetics of UmVemty Hospﬂals of Cleveland.

Polymerase Chain Rﬁcnon. {PCR) zmphﬁcauon followed by sequence analysis afa DNA
sample from this individual was used. This mefhod doestiot constitute & definitive diagnostic test ora
precise test for prion associated diseases, Possible:sources-of diagnostic.error inchude- sample miix-up’
and genotyping errors, Genotyping errors can resylts From trdce: contamination 0f PCR reactions, from
Tare genetic variants; which interfere with analysis, and. ﬁ'om other sources. Individuels being studzed
should understand that rare d;agnosuc eryors would oocur for these reasons. :

'Ihasc essays. are for investigational pmposes and shauld beused in. conjnnchon with other
clinical, pathological and lzboratory ﬁndmgs :

On behalf ofthe National Prion Di.s.t:_a_sc Pathology Surveﬂlanne Center, I thank you for
submittingthis case tous for review. We look forward to recemng future sases of possible prion
disease. B
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FREBITZ DI, EKEEZZITE LIES] (#02005-263) DEZBIHREZZET W LE LT,

REMBRFORER LORERBZENREL, VZRAF Ty MBIV PP BETFOV—F X
WEBBRETVALER (PIP) OB T 2ITVEE,

REAABMFRIMRE T, KIMREICRIT 2 EE CTLFEEICE X SERRHREME (SD) BHERShE Lk,
SD IR E LY bAHERECTEETHY . ELBBICLEED SD BR LI, BEERET T {IBEE
CHHERBIATEY £, BEMBIUMRKO SD XFEETT, /METIR, BFOSFBERNT
SD R bhEFA, KIMEEIL, HEBEHORERT T 78R ER LG, REOHMBER L BRbhEd,
IMBIZ TS — 7 IERbNER A, TER CID 0¥ THS MMord plaque] ITRONERA,

PrP OHRBERER, KMEECHRBETHY ., T V7 AB8kE] 2 RLTWEY, PrP REHTH
. BHEESRERA SN, INMDREL B ENED 2 I b, sCID MM (MV) 1 ObL DL TR
o TVET, 77 Tik PP REBRLNT. 4G8 ?ﬁ{imﬁaﬁifééﬁéﬁfi'@&;éé Ehb, TN
A4<—¥ (AD) 7381 FBRBINET, AD 77— 7%, PV EETHY., KEZBVEABRTT,
Flo, BE - BELESIUCEEAMEICAHRAICDRED 7 I, FKLEEBEXRONLET, FUEAD
FEGET, WRERICBOTHEARMICEETH Y. AD OB SHET,

fETay MZEY, TuFA4F—¥ K (PK) fittE PrP 1 BIDFFE (Parchi &, Annals of Neurology 46:
224-233, 1999) MHERENE Lz, 7V 3 74— LA 2 AR S UERBEH L B LT 1 AHEEM %<
RoTBYVELE,

PP BIZFOA—T V=T 477 —Ah (ORF) DV =7V ACBWTERIEBINTVERA,
BEORENT ) Z RO EE%E (Kong b, Pron Biology and Diseases 2 ed. Prusiner, S, Editor. 2004. pp.
673-775) IZHEVN, EIEESNCBWTRIEEDO 7 ) A URIERA S E Lz, Eio, A FA=v/ NV %
Wamda R 12913, N UREES (VW) Tl

REOHERICEY, VI VROFENTREINE L, VZRF T vy MERBIUBEFOITDORER.
7"V & 9%i%. Parchi D4 EE (4nnals of Neurology 46: 224-233, 1999) (Z81F 5 sCID VV1 T % FREME
BERLEVEEDNET, VV &I, PP EEFOa PV 129 BEFREERGFETHIZLEERLTE
D, 1 &k, BRIKEBEE CHRRBINEZEE PP ORIEZERLTWET, sCID VVI OBEL. UTIC
Lo TEMIORELE  FEEBFNREORIFRABL UL, 2) PrP RERBONF - BLIUSY
i, 3) vZAFUTuy MIXVHERINTLREER PP OB,

BUEIENZ L 1T, sCID VVI i, LiT LIEABEOFRS 5\ 2 U FOEEBTRELET, vaID
DR E BT HETR (Will b (Lancet 347(9006): 921-5, 1996) 172 T &b, AIEF TIX vCID (3B
ENFET, BEPHBHEETHDILEERTDH L, 2D AD BOEAMT T —7 OFE, BT 3
2 FIEEENBEETH D LK, AFRIFTBEZEINELOTT,



VA VER PrP) BEFDOI—T U RIE, 7 V=75 FRERBLD Center for Human Genetics @ Dr.
Georgia Wiesner IZ X 58EICESWVTED 7,

DNA Bi5Imii e EET HR0IC. RBEDOEARERY A5 —VEERIS (PCR) THIBLE Lk, AHE
i, TV FUBERBICHTOMELRBEHRESILIIBRERETIEH YV ERA, BR2EZLELTRELD
HIERICIL., EROBAEBIVEGRTFIA LV IOBIBHVET, BEFFA L IDEY X, PCR
RISIZBI DWMEMEDERAN, IO MEGBETLIENRELCTFERFRETL-TAELET, BER
TOBARIT. TOLSRBEETENCERSELD Z L 2BBLRTIUIR Y E8A,

TNODAHIIHIEBNTHY . thOBKTR., REFUFTRL L UBRKRERR &L &b TRIATA
EHDTT,

National Prion Disease Pathology Surveillance Center # AR LE LT, VE 2 —% BHE LIAIEF D547
RISV LET, 4% b, TV A VROBETNOHIEFOAITEELRFLHR L ETET,



