AT R A e A B & (A IER BBORIT e 3E)

M5 1 36 i

B Z B9 2 FRA )

SyRMTIE s &

PNH BAEEG TR A 7 V) — =0 7o AT B OREE

e A ik

mp

&

MEEE

—AERTEN (EAREE - Bk

FAEMR B~ 7 a2 B REE (PNH) OB{EEInT & U T phosphatidylinositol glycan class A (PIGA)
B FRFEELTERR, PI 7o A—BE 78 (GPI-AP) DAGIZEET 2 MhoBis+ (PIGT.
PIGB) DZEFIT K - THIE L7z PNHAERI S HAE S 4172, PNH ORZWHIE s FREIT TS TITR WA, R
B ORI BN BV T, BB R TR S L 72 B, & 2 CHox I, BB AT 23 L f]
Wr < 4v7z PNHIEFNC W TIE, BfEEE & U TEBIIZZ D PIGA BT %2 £ 3 KRIRF MK - 5N
FHZBWTHRNT L, PIGA EinFRENFEE TERWEAICB W TOR, KIKFEMAEYIHRZEFR R T
K ufEd) (2, i GPI-AP A& Rk BEEE (R T OMERERIA BARNT 2 (k#H 95 . PNH BEATER 1T X 2

V== PV AT DR LT,

A. WHEET

PNH IZEHE, “PICA BT ITE RINVE R Ff o 7o 1b
MRS 7 v = PEICHER L7k R AR e
DI ENE ML Z F M E 3 2 EmisMaREE TH 5
(PIGA-PNH)” & iEF& ST X 723, PIGT 25 % (PIGT-
PNH) <2 PIGBZ% 5 (PIGB-PNH) {Z & 2 PNHJER] D
DSk, EFXD HAE Iz, PIGT-PNH <> PIGB-
PNH Tix, HORIEIERZ RS E 75, GPI-AP 4
BRICEET 2B I N E TTEFEE SN T
BY., A% bEkx BB TARIGER T S PNH JE
BIN RSN D Z & BHIfF S, RIRORFIZTRE W
TRTHI RGNS AT DB LT,

B. ®BFEHE

PICA B An T LIS DB AnF 22 BT RS2 PNH 73
HINTWDN, PICA TBAR TR OB D3 ied T
BWDT, £7, PIGABEBEFIZXILTHY—F v K
T A== U AELT D, JBE ORI
fa3 6 47 3% (QIAmp DNA Blood Mini Kite) %
FAVWT, DNA Zhitt 9%, fliH L 7= DNA A2 BER AT
FAt3 % (SureSelect XT-HS Fragmentation Kit®)

29

Wi, THETH—f1& DNA T4 75 V) —&gisk4
% (SureSelect XT HS Reagents Kit®) . PIGAE
BrOx ) vy F AL MEIF Yy 7 F v —ikEHW
% (SureSelect XT WAX ALAX XY TF¥T7A4 7TV
®) . A hDOYERIZIL, Sure Design Z VN, PIGA
BLTOTr Y HEBBIORT T T A
Mgtk ricT A Lz, =7z Y—iF
I1lumina ® MiSeqeZ {425 (¥ —7 = XAE—
K 151bp X2, 7 —# & 100Mb/Sample) , 7 7 A A
Y FBIOEEO 2 —/11X Sure Call & HWTIT
W, TGV AR Wz A ks K OWERR 1T 9, PIGA
B FAERZBOROVEEIE, GPI-AP A5 Ak B
B FERRE LIMENR Y — 7 2 A=
V= LT AT, ZOMOEREFET 5,

(fi L i~ D BC )

AT DN T, KIRRFIZB W TR E A
ZEE OB LR T, TXTORE N SMHTHT
EHICELDA T r—b Farkvr FER
LTW5,

Iz
=]

&



C. WFITHEE
VAT DREGEITHENT o T, Y BB R OSEBZ %t
L CHEERTT o 72, BUE £ T 5B DMENT 21TV,

BHNZ PICABAR TARAZRD T, F7= 51 2 4

(6 LTI, ZREND PICA I RICH LT
Yo B K DM EToT2, =Ty b T4
— = Z VATREINT LR A, o di—
ECTHOHERT A ENTE L, YU —{EIC T
AL 2 T OW TR R B AR ERITR
T (&1, PICABITFEREZEEGED, AV T2
0 —FUZIEE L TV B IER 2 iR LT,

PIGA
PIGA
PIGA
PIGA
PIGA
PIGA

c.715G>A
c.207dupT
C.464C>A
c.491C>T
c.548G>A
c.1302delC
PIGA [c.1302-1347dup
KL= IV AERO—E%

T B EERRICF YT
A—F VREFH RO T,

Case 1

Case 2

D. &%
3Mﬁ”mHF%@E%W:§UYMTi N TN
LIRS ZE DD Z NS0, T3, BRI
BWC PICAEIG T DAY V== T EiT0, BR
ZRHERWESICB W TOL, WMAEYIHRITIEHT
T, GPI-AP G i BRE B s 1 ORI 217 5 |
PNH BB TR A 7 U —=2 TV AT Bt

zZL- K1,

[ BERRMERY ; JFABPNHIES] ]

PNHRIHEET RITOL B
W

£
KBRAZESS 0 - wgan  |JOARETRIE! | KmAsHEnERER ATH
PIGABRIET AT oazmnnyng 1| GP-APESRMEEGETRI

N&E “_,—
"’
[ 22 ]

M1. PNHEEEGEFRIFRAO V-T2 RT A

30

E.(§A

Hnﬁﬁ
AEF & 1% PNH BEEEL T fRTA 7 ) —=2 T
X%A%%ﬁbt@%%ﬁ%fwéﬁﬁL_ﬁﬁﬁ
{LF 25 B0 B 5O AT & PNH OIRREFEINIZ S 5,

F. #FEFEE
L. SRR

@® Schols S, Nunn MA, Mackie I, Weston-
Davies W, Nishimura JI, Kanakura Y,
Blijlevens N, Muus P, Langemeijer S.
Successful treatment of a PNH patient non-
responsive to eculizumab with the novel
complement C5 inhibitor coversin
(nomacopan). Br J Haematol 188:334-
337,2020.
e Roth A, Araten DJ, Larratt L,
Kulasekararaj AG, Maciejewski JP, Wilson
A, Gustovic P, Kanakura Y. Beneficial
effects of eculizumab regardless of prior
transfusions or bone marrow disease: Results
of the International PNH Registry. Eur J
Haematol 105:561-570,2020
e Schrezenmeier H, Roth A, Araten Dd,
Kanakura Y, Larratt L, Shammo JM, Wilson
A, Shayan G, Maciejewski JP. Baseline
clinical characteristics and disease burden in
patients with paroxysmal nocturnal
hemoglobinuria (PNH): updated analysis
from the International PNH Registry. Ann
Hematol 99:1505-1514,2020.

. I PEMED HIRE - B eIk (PEEETe, )
. FFEFEUS
BAL AP

—_

2. FERHFEH
L7 L

28

‘Dnh

3. F D
AP


https://pubmed.ncbi.nlm.nih.gov/32640047/
https://pubmed.ncbi.nlm.nih.gov/32640047/
https://pubmed.ncbi.nlm.nih.gov/32640047/
https://pubmed.ncbi.nlm.nih.gov/32640047/

