29

PID
PIDJ
NPO PID Pier
(PID) 1637
C.
DNA

(PIDJ)

PID
PIDJ(Primary Immunodeficiency Database in
Japan)

-179 -



4481 2869
64% 804 28%
1381 1115 3092
61 40
PIDJ
QoL
[PID |
‘50 JSIAD _piDg \
[ L
Ny ] Il
L& . +* #
L 5 e | |
—— o %&
[ @\—1 ‘
o vy
-
\éb\&s?« o \\ . /7/%6(‘%
f,JSIﬁADg .
e 110 7] 1
v;‘f/:?m v 5 b {
L Phe
Ao
. e
g _gﬁ IN* MH!.*;
e el Sk Mgiii?m”s
A iiTa} F @;Bﬁu
Wiﬁj» fel Yy
o 3
RS 2
NPO PID
Pier
D.
3.

- 180 -

IUIS

PID

PID

Nakagawa R, Takasawa K, Yeh TW, Imai
K, Kashimada K, Morio T. Type 1 diabetes

mellitus  associated  with  activated
phosphatidylinositol 3-kinase delta
syndrome, type 2. J Diabetes. 2018
May;10(5):421-422. doi:

10.1111/1753-0407.12638.

Tanaka-Kubota M, Shinozaki K, Miyamoto
S, Yanagimachi M, Okano T, Mitsuiki N,
Ueki M, Yamada M, Imai K, Takagi M,
Agematsu K, Kanegane H, Morio T.
Hematopoietic stem cell transplantation
for pulmonary alveolar proteinosis
associated with primary
immunodeficiency disease. Int J Hematol.
2018 May;107(5):610-614. doi:
10.1007/s12185-017-2375-1.

Asano T, Okada S, Tsumura M, Yeh TW,
Mitsui-Sekinaka K, Tsujita Y, Ichinose Y,



Shimada A, Hashimoto K, Wada T, Imai K,
Ohara O, Morio T, Nonoyama S,
Kobayashi M. Enhanced AKT
Phosphorylation of Circulating B Cells in
Patients With Activated PI3Kd Syndrome.
Front Immunol. 2018 Apr 5;9:568. doi:
10.3389/fimmu.2018.00568.

Okano T, Tsujita Y, Kanegane H,
Mitsui-Sekinaka K, Tanita K, Miyamoto S,
Yeh TW, Yamashita M, Terada N, Ogura 'Y,
Takagi M, Imai K, Nonoyama S, Morio T.
Droplet Digital PCR-Based Chimerism
Analysis for Primary Immunodeficiency
Diseases. J Clin Immunol. 2018 Apr 18.
doi:  10.1007/s10875-018-0497-8. [Epub
ahead of print]

Egawa M, Kanegane H, Imai K, Morio T,
Miyasaka N. Intravenous immunoglobulin
(IVIG) efficiency in women with common
variable immunodeficiency (CVID)
decreases significantly during pregnancy. J
Matern Fetal Neonatal Med. 2018 Apr
3:1-5. doi: 10.1080/14767058.2018.1455824.
[Epub ahead of print]

Kadowaki T, Ohnishi H, Kawamoto N,
Hori T, Nishimura K, Kobayashi C,
Shigemura T, Ogata S, Inoue Y, Kawai T,
Hiejima E, Takagi M, Imai K, Nishikomori
R, Ito S, Heike T, Ohara O, Morio T, Fukao
T, Kanegane H. Haploinsufficiency of A20
causes autoinflammatory and
autoimmune disorders. J Allergy Clin
Immunol. 2018 Apr;141(4):1485-1488.e11.
doi: 10.1016/j.jaci.2017.10.039.

Sugawara Y, Imai K, Kashimada A,
Moriyama K, Baba S, Nishikomori R,

Motegi M, Takeuchi Y, Morio T.
Autoinflammatory phenotypes in
Aicardi-Goutieres syndrome with

interferon upregulation and serological
autoimmune features. J Allergy Clin
Immunol. 2018 Mar;141(3):1135-1138. doi:
10.1016/j.jaci.2017.10.019.

Oshima K, Saiki N, Tanaka M, Imamura H,
Niwa A, Tanimura A, Nagahashi A,
Hirayama A, Okita K, Hotta A, Kitayama S,
Osawa M, Kaneko S, Watanabe A, Asaka I,
Fujibuchi W, Imai K, Yabe H, Kamachi Y,

10.

11.

12.

-181-

Hara J, Kojima S, Tomita M, Soga T, Noma
T, Nonoyama S, Nakahata T, Saito MK.
Human AK?2 links intracellular
bioenergetic redistribution to the fate of

hematopoietic ~ progenitors. Biochem
Biophys Res Commun. 2018 Mar
4:497(2):719-725. doi:

10.1016/j.bbrc.2018.02.139.

Horikoshi Y, Umeda K, Imai K, Yabe H,
Sasahara Y, Watanabe K, Ozawa Y, Hashii
Y, Kurosawa H, Nonoyama S, Morio T.
Allogeneic Hematopoietic Stem  Cell
Transplantation for Leukocyte Adhesion
Deficiency. J Pediatr Hematol Oncol. 2018
Mar;40(2):137-140. doi:
10.1097/MPH.0000000000001028.

Takagi M, Hoshino A, Yoshida K, Ueno H,
Imai K, Piao J, Kanegane H, Yamashita M,
Okano T, Muramatsu H, Okuno Y,
Shiraishi Y, Chiba K, Tanaka H, Miyano S,
Ogawa S, Hayashi Y, Kojima S, Morio T.
Genetic heterogeneity of uncharacterized
childhood autoimmune diseases with
lymphoproliferation. Pediatr Blood Cancer.
2018 Feb;65(2). doi: 10.1002/pbc.26831.
Leiding JW, Okada S, Hagin D, Abinun M,
Shcherbina A, Balashov DN, Kim VHD,
Ovadia A, Guthery SL, Pulsipher M, Lilic
D, Devlin LA, Christie S, Depner M, Fuchs
S, van Royen-Kerkhof A, Lindemans C,
Petrovic A, Sullivan KE, Bunin N, Kilic SS,
Arpaci F, Calle-Martin O,
Martinez-Martinez L, Aldave JC,
Kobayashi M, Ohkawa T, Imai K, Iguchi A,
Roifman CM, Gennery AR, Slatter M, Ochs
HD, Morio T, Torgerson TR; Inborn Errors
Working Party of EBMT and the PIDTC.
Hematopoietic stem cell transplantation in
patients with Gain of Function STAT1
Mutation. J Allergy Clin Immunol. 2018
Feb;141(2):704-717.e5.

Tsujita Y, Imai K, Honma K, Kamae C,
Horiuchi T, Nonoyama S. A Severe
Anaphylactic Reaction Associated with
IgM-Class Anti-Human IgG Antibodies in
a Hyper-1IgM Syndrome Type 2 Patient. J
Clin Immunol. 2018 Jan;38(1):144-148. doi:
10.1007/s10875-017-0466-7.



13.

14.

15.

16.

17.

Kanegane H, Hoshino A, Okano T, Yasumi
T, Wada T, Takada H, Okada S, Yamashita
M, Yeh TW, Nishikomori R, Takagi M,
Imai K, Ochs HD, Morio T. Flow
cytometry-based diagnosis of primary
immunodeficiency diseases. Allergol Int.
2018 Jan;67(1):43-54. doi:
10.1016/j.alit.2017.06.003

Kaneko R, Yamamoto S, Okamoto N,
Akiyama K, Matsuno R, Toyama D,
Hoshino A, Imai K, Isoyama K.
Wiskott-Aldrich syndrome that was
initially diagnosed as immune
thrombocytopenic purpura secondary to a
cytomegalovirus infection. SAGE Open
Med Case Rep. 2018 Jan
9;6:2050313X17753788. doi:
10.1177/2050313X17753788.

Ishiwata Y, Nagata M, Tsuge K, Takahashi
H, Suzuki S, Imai K, Takagi M, Kanegane
H, Morio T, Yasuhara M. Population
Pharmacokinetics of Intravenous Busulfan
in Japanese Pediatric Patients With
Primary Immunodeficiency Diseases. J
Clin Pharmacol. 2017 Oct 27. doi:
10.1002/jcph.1027. [Epub ahead of print]

Okano T, Nishikawa T, Watanabe E,
Watanabe T, Takashima T, Yeh TW,
Yamashita M,  Tanaka-Kubota M,
Miyamoto S, Mitsuiki N, Takagi M,
Kawano Y, Mochizuki Y, Imai K, Kanegane
H, Morio T. Maternal T and B cell
engraftment in two cases of X-linked
severe combined immunodeficiency with
IgG1 gammopathy. Clin Immunol. 2017
Oct;183:112-120. doi:
10.1016/j.clim.2017.08.003.

Nagasawa M,Mitsuiki N, Aoki Y, Ono T,
Isoda T, Imai K, Takagi M, Kajiwara M,
Kanegane H, Morio T. Effect of
reduced-intensity conditioning and the
risk of late-onset non-infectious
pulmonary complications in pediatric

18.

19.

20.

21.

-182 -

patients. Eur J Haematol. 2017
Dec;99(6):525-531. doi: 10.1111/ejh.12967
Miot C, Imai K, Imai C, Mancini AJ, Kucuk
ZY, Kawai T, Nishikomori R, Ito E, Pellier I,
Dupuis Girod S, Rosain J, Sasaki S,
Chandrakasan S, Pachlopnik Schmid J,
Okano T, Colin E, Olaya-Vargas A,
Yamazaki-Nakashimada M, Qasim W,
Espinosa Padilla S, Jones A, Krol A, Cole N,
Jolles S, Bleesing J, Vraetz T, Gennery AR,
Abinun M, Giingor T, Costa-Carvalho B,
Condino-Neto A, Veys P, Holland SM,
Uzel G, Moshous D, Neven B, Blanche S,
Ehl A Severe Anaphylactic Reaction
Associated with IgM-Class Anti-Human
IgG Antibodies in a Hyper-lgM Syndrome
Type 2 Patient. S, Doffinger R, Patel SY,
Puel A, Bustamante J, Gelfand EW,
Casanova JL, Orange JS, Picard C.
Hematopoietic stem cell transplantation in
29 patients hemizygous for hypomorphic
IKBKG/NEMO mutations. Blood. 2017

Sep 21;130(12):1456-1467.

Wada T, Miyamoto S, Okamoto H,
Matsuda Y, Toma T, Imai K, Takagi M,
Morio T, Yachie A. Prolonged neutropenia
due to antihuman neutrophil antigen 2
(CD177) antibody after bone marrow
transplantation. Pediatr Blood Cancer.
2017 Jul;64(7). 26388

Nagasawa M,Ohkawa T,Takagi M, Imai K,
Morio T. A Stable Mixed Chimera After
SCT with RIC in an Infant with IkBa
Hypermorphic Mutation. J Clin Immunol.
2017 Jul;37(5):413-414.
doi:10.1007/s10875-017-0375-9

Hoshino A, Okada S, Yoshida K, Nishida
N, Okuno Y, Ueno H, Yamashita M, Okano
T, Tsumura M, Nishimura S, Sakata S,
Kobayashi M, Nakamura H, Kamizono J,
Mitsui-Sekinaka K, Ichimura T, Ohga S,
Nakazawa Y, Takagi M, Imai K, Shiraishi Y,
Chiba K, Tanaka H, Miyano S, Ogawa S,
Kojima S, Nonoyama S, Morio T Kanegane
H. Abnormal hematopoiesis and
autoimmunity in human subjects with
germline IKZF1 mutations JAllergy Clin
Immunol. 2017 Jul;140(1):223-231.




22.

23.

24,

25.

26.

Sekinaka Y, Mitsuiki N, Imai K,Yabe M,
Yabe H, Mitsui-Sekinaka K, Honma K,
Takagi M, Arai A, Yoshida K,Okuno
Y,Shiraishi Y, Chiba K, Tanaka H, Miyano
S, Muramatsu H, Kojima S, Hira A, Takata
M, Ohara O, Ogawa S, Morio T,
Nonoyama S. Common Variable
Immunodeficiency Caused by FANC
Mutations. J Clin Immunol. 2017
Jul;37(5):434-444.

Takashima T, Okamura M, Yeh TW, Okano
T, Yamashita M, Tanaka K, Hoshino A,
Mitsuiki N, Takagi M, Ishii E, Imai K,
Kanegane H, Morio T. Multicolor Flow
Cytometry for the Diagnosis of Primary
Immunodeficiency Diseases. J Clin
Immunol. 2017 Jul;37(5):486-495.

Takagi M, Ogata S, Ueno H, Yoshida K,
Yeh T, Hoshino A, Piao J, Yamashita M,
Nanya M, Okano T, Kajiwara M, Kanegane
H, Muramatsu H, Okuno Y, Shiraishi Y,
Chiba K, Tanaka H, Bando Y, Kato M,
Hayashi Y, Miyano S, Imai K, Ogawa S,
Kojima S, Morio T. Haploinsufficiency of
TNFAIP3 (A20) by germline mutation is
involved in autoimmune
lymphoproliferative syndrome. J Allergy
Clin Immunol. 2017 Jun;139(6):1914-1922.
Hoenig M, Lagresle-Peyrou C, Pannicke U,
Notarangelo LD, Porta F, Gennery AR,
Slatter M,Cowan MJ, Stepensky P,
Al-Mousa H, Al-Zahrani D, Pai SY,1Al
Herz W, Gaspar HB,Veys P,Oshima K,
Imai K, Yabe H, Noroski LM, Wulffraat
NM, Sykora KW, Soler-Palacin P,
Muramatsu H, Al Hilali M, Moshous D,
Debatin KM, Schuetz C, Jacobsen EM,
Schulz AS, Schwarz K,Fischer A, Friedrich
W, Cavazzana M; European Society for
Blood and Marrow Transplantation
(EBMT) Inborn Errors Working Party.
Reticular dysgenesis: international survey
on clinical presentation, transplantation,
and outcome. Blood. 2017 May
25;129(21):2928-2938.

Takagi M, Ishiwata Y, Aoki Y, Miyamoto S,
Hoshino A, Matsumoto K, Nishimura A,
Tanaka M, Yanagimachi M, Mitsuiki N,

-183 -

Imai K, Kanegane H, Kajiwara M,
Takikawa K, Mae T, Tomita O, FujimuraJ,
Yasuhara M, Tomizawa D, Mizutani S,
Morio T. HLA haploidentical
hematopoietic cell transplantation using
clofarabine and busulfan for refractory
pediatric hematological malignancy.

Int J Hematol. 2017 May;105(5):686-691

. Goto F, Uchiyama T, Nakazawa Y, Imai K,

Kawai T, Onodera M. Persistent
Impairment of T-Cell Regeneration in a
Patient with Activated PI3K 6 Syndrome.
J Clin Immunol. 2017 May:;37(4):347-350.

. Egawa M, Imai K, Mori M, Miyasaka N,

Kubota T. Placental Transfer of
Canakinumab in a Patient with
Muckle-Wells Syndrome. J Clin Immunol.
2017 May;37(4):339-341.

. Slack J, Albert MH, Balashov D,

Belohradsky BH, Bertaina A, Bleesing J,
Booth C, Biichner ], Buckley RH,
Ouachée-Chardin M, Deripapa E, Drabko
K, Eapen M, Feuchtinger T, Finocchi A,
Gaspar HB, Ghosh S, Gillio A,
Gonzalez-Granado LI, Grunebaum E,
Glingor T, Heilmann C, Helminen M,
Higuchi K, Imai K, Kalwak K, Kanazawa
N, Karasu G, Kucuk ZY, Laberko A, Lange
A, Mahlaoui N, Meisel R, Moshous D,
Muramatsu H, Parikh S, Pasic S, Schmid |,
Schuetz C, Schulz A, Schultz KR, Shaw PJ,
Slatter MA, Sykora KW, Tamura S,
Taskinen M, Wawer A, Wolska-Kus Nierz
B, Cowan MJ, Fischer A, Gennery AR,;
Inborn Errors Working Party of the
European Society for Blood and Marrow
Transplantation; European Society for
Immunodeficiencies, Stem Cell Transplant
for Immunodeficiencies in Europe
(SCETIDE), the Center for International
Blood and Marrow Transplant Research,;
Primary Immunodeficiency Treatment
Consortium. Outcome of Hematopoietic
Cell Transplantation for DNA-Double
Strand Breakage Repair Disorders. ]
Allergy Clin Immunol. 2017 Apr 7. pii:
S0091-6749(17)30567-5. doi:



10.1016/j.jaci.2017.02.036. [Epub ahead of
print]

30. Rawat A, Vignesh P, Sharma A, Shandilya
JK, Sharma M, Suri D, Gupta A, Gautam V,
Ray P, Rudramurthy SM, Chakrabarti A,
Imai K, Nonoyama S, Ohara O, Lau YL,
Singh S. Infection Profile in Chronic
Granulomatous Disease: a 23-Year
Experience from a Tertiary Care Center in
North India. J Clin Immunol. 2017
Apr;37(3):319-328.

1 Jennifre Leiding, Troy Torgerson,
STAT1

( ) 40
2017.02.02
2. \ , , ,

Wiskott-Aldrich 1 ) 40
2017.02.02

, , Tzu-Wen Yeh, ,

, . Droplet digital PCR

C )
40 2017.02.02

FluBU  FluMel

( ) 40

2017.02.02

7.Tamura A, Uemura S, Yamamoto N, Nakamura
S, Fujiwara T, Tahara T, Saito A, Kozaki A,
Kishimoto K, Ishida T, Hasegawa D, Hiroki H,
Okano T, Imai K, Morio T, Kosaka Y,
Kanegane H. Reduced-intensity conditioning
transplantation for X-inked lymphoroliferative

syndrome type 1( ) 40
2017.02.02
8. , , ; , ,
, , Evans
1
2017.01.20
9. : : , :

, , , Successful cord
blood transplantation in a patient with
adult-onset common variable
immunodeficiency 1

2017.01.20

10. , , , ,
, Aditya K. Padhi, Kam Y Zhang,

. IKZF3

B ( ) 1
2017.01.20
11. : ; ' )
PAXS
( ) 1
2017.01.20
12. : ; ; , ,
RAS ALPS RALD
1
2017.01.21
13. : ; ' ,
WHIM 8
1

- 184 -



14.

15.

16.

17.

18.

19.

20.

21.

22.

2017.01.21

;
2017.11.11
CTLA4
) 59
2017.11.11
. SCID
T
) 59
59
2017.11.10
(
( ) 59
2017.11.09
NEMO
59
2017.11.09
49
2017.10.21
b !%gf{i!

(

) 59

2017.11.

59

2017.11.

fibrin

. EB

NATA VARG NAERE, BE2 R e

NF-kB2 (CviD10) 1
49
2017.10.21
; : , . X
2 HHV-6 DNA
49
2017.10.21
. Very
late relapse 1
49
2017.10.21
X
49
2017.10.21

. Matsumoto K, Takagi M, Ishiwata Y, Aoki Y,
Miyamoto S, Hoshino A, Nishimura A,
Tanaka M, Yanagimachi M, Mitsuiki N, Imai
K, Kanegnane H, Kajiwara M, Takikawa K,
Mae T, Tomiota O, Fujimura J, Yasuhara M,
Tomizawa D, Mizutani S, Morio T. HLA
haploidentical HCT using clofarabine and
busulfan for refractory pediatric leukemia.

JSH 2017 2017.10.20

23.
59

24.

25.
10

26
09 27

28.

29.

30.

-185-

. Imai.k Newborn Screening of PID in japan
APSID 2017 Autumn School 2017.10.10
Hong Kong

STAT3 27
2017.10.07.
A20
45
2017.09.28



XIAP

45
2017.09.28
31. , ;
45
2017.09.28
32.
45
2017.09.29
33. , , : ; ;
, MHC class CITA
8 8
2017.9.23
34, , Kabuki
8
8 2017.9.23
35. , : : ;
IPEX
1 8
8
2017.9.23
36. , : ;
X
8
8
2017.9.23
37. : , LN, :
, : , Christoph
Klein, , :
X
8
8
2017.9.23
38. Kodawaki T, Ohnishi H, Kanegane H,

Kawamoto N, Hori T, Nishimura K,
Kobayashi C, Shigemura T, Ogata S, Inoue Y,

39

40

41

42.

43.

44,

45.

46.

Kawai T, Hiejima E, Takagi M, Imai K,
Nishikomori R, Ito S, Heiki T, Ohara O,
Morio T, Fukao T.A Nation-wide Survey of
Haploinsufficiency of A20 Reveals the
Frequent Coincidence of Autoimmunity in
Japan. ESID 2017.2017.09.13 Edinburgh, UK

. Ono S, Yanagimachi M, Okano T, Hoshino A,
Takagi M, Imai K, Morio T, Kanegane H.
Inflammatory Bowel Disease Associated
with XIAP Deficiency can be cured by
Hematopoietic Stem Cell Transplantation.
ESID 2017 2017.09.12. Edinburgh, UK

. Okano T, Imai K, Mitui-Sekinaka K, Yeh T.W,
Takashima T, Kanegane H, Nonoyama S,
Morio T. Combined Immunodeficiency and
Progressive Lymphoproliferative Diseases of
Activated P13Ky Syndrome Rescued by
Hematopoietic. ESID 2017 2017.09.12.
Edinburgh, UK

. Okamoto K, Okano T, Kumaki E, Tanaka E,
Ono S, Wada T, Ohnishi H, Kato Z, Nunoi N,
Imai K, Kanegane H, Mori M, Morio T. A
Case of Non-Pulmonary Sarcoidosis Due to
Novel Hypomorphic Missense Mutation of
NCF2. ESID 2017 2017.09.11. Edinburgh, UK

; ' , 10

2017.9.9 47

44
2017.8.18
Imai K. HSCT for PID:over 30years of
experience in japan. Asia Pacific Society for
Immunodeficiencies 2017 summer

school.2017.5.31. ( )

120
2017.04.14
! , BELI, : !
: . EB
-
120
2017.04.14

47.

- 186 -



. IL2RG
synonymous
Yc 120
2017.4.14.

- 187 -





