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512 X 2 MDS/AMLE 2 %9 2 fm il g2k
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HE e RYELAF TR EkEDiE  (Severe congenital
neutropenia: SCN) LISMZ S R M4 H BRI
JEIZ ST RIBIC OV TR T %,

1. BEJFP 1b
[ERER]

BE 9% 1b %% . glucose-6-phosphatase
translocase (G6PT) OXREE=HFIZ, 7=
— RAPEAREEL 7Y a—F BRI X DK
B FFRER, 47 HER AR & B RERE T IZ K 5 5
G RIEVERG R B A2 BT 5 WY AR S TER
BYERBTH 5, FEEUR 1b RO RERIL, 50
THAIZ T NEHEEF STV D[],

AR - wiEl

FERIR 1b A%, BiE{s 1 G6PT1 OfREse
KMEFRIZ LY BIEST S5, G6PT I,
glucose-6-phosphate (G6P) ®/MafEN~D
Wik - 45 O il 4F Bk & S e IR AR L
W T glucose-6-phosphatase— 3
(G6Pase-B) LHEGHREH L, = /LF—
TE M & BEREHERF ICF 5- L T 5, GEPT KiE
\Z KD = L B OREREDS | 4 T BRI
LHREREE LSS EZTHRR LB Z b b (2],

[ERR]

O FEEAIER W@E . % 3~6 A EICHTIE
K. ZERERFOMRMBHER, RERE, A
FREFLCHRIET D, BEOI L2 UK
TR R S & 3D 5 [31,

HRPTR R, REEE. Ka R,
BIRIRT ., ATERREESR

RAFTR RS, LB R—Y 2 &
JEMEE (& h VU Z U ® Y RIMAE) ., &R
M7 EORBEF 2 2T 5, KERES
BOHER EORENSE M ALY Z LN
o5, BEDZL AW 72 LITRHERY
7R BRI D AR B [4],

[Z¥r]
i ARAE IR R IT B> S FEEUR 1 B o2 Wrixn]
BETH 5 HEFIE 1b B oM E2Wr o 7- 121,
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MR T DREND D,

[165%]
RFHIEE PO OIRE & PEIE1T 9,
G-CSF ~O NI BIFTH Y | EYLE A
B DWW | SAEMERG IR B D FIE R O Zh 3
D B D 5], F oD HBF ORFTIELH 5 A3,
EX I EMFICE D G-CSF D EN AIRET
Hol-Z EnHBEENTWAEI6], BREIRK
JEWERE (MDS) /2 a8t By (AML)
~OERFIDHRE SN TV [5],

[&PHE]
RIEVERGZE R, MRS, B, BHfRE, H
IR REAS TE, MDS/AML

[tt=fRAE]

o NV PR TE IR FR
10 Sy A
ROVEE 5« R AR AE R 2E 53 L OVR IR
JiE
AMAY¥E 37:35 O 36 (2T D HDODIED,
& Dfkal 2 7o & 2 i R ERIBAE U ME R
HaREREA AE 35 L OV IRE
8 JERMEARHIE S
Ro¥A 5 FEE AR FIE
H%E 66 FERUR 1A

- fREEER
JRFMEE RN RREERE A5 65
AR S5 257

2. X HESAVEL TP ERBA SE
[ZRELT =]

X E g PR e R VR 4aF ok e A E (XLN:
X-linked neutropenia) (%, X YAk EIZAF
1E£9 5 WAS BB ORSREMESIIZE BRI L0 38
JiE U 4F FPERIBMIE I K 2 P8 MR B R i &
BRSO L E R & T 2RBTH 5 [7,
8],

AR - RRE]
WAS #2377 (WASP) 13, & fLiifa o

BIZRBLT D7 7 F I E# OFREIK 1T
H Y MRN Y 7V RER L OREEE, #E
fa sy 2L, MR A ERIC B W CEE &S 4
R LTwb, XLN Tk, WASP »H il
RAA v Za— RTLHEBOERIZLY,
WASP 2MEFENZTEHEL L. 7 27 F 2 EE
BOREHE %2 & 7= 2 & 2SHIfa R, 7R b
— RN, T AR ZER A SR T EE
Z BN TWA[9],

[ERpk#g] (7, 8, 10, 11]

O  EEARAEIR SR G

@ HIKRFTR, ARBICERA LW Z 5K
HIRFE DA 1272\,

@ MREFTA MK ;P ERED . BERED
NK #ifajsil . CD4/CD8 AR T 1fLiE IgA
KT, IgA"B Mildi L O A€ Y —B
fatr 7€ > b o A€ Y —B M,
BHE : BTEREERD DB BEER~ D LI Ik,

[2H7] s T Ha T WAS s 725 5 2 gl

T2,

[1698] RYLE (T 5 LT, MR @Y 22 hT

HIEIRE & TRIRHIE SR 52T o D, i

HRIBAD 2kt % G-CSFIZARTH %3, i

BREL & ERSERRERICREENZ LN L0

B FL I RRE R RE A DF R O A B M B i s

{E~DREN D FLIEH B 2 W LB GE I

OEFERBHER STV S,

[&HHE]
Bl S BOE A

[ttfRE]

o NV IR T IR R
10 R A
RO 5« RS MR R BE A~ iE 3 L OVRER
JiE
A% 87:35 N 36 12T D HDDIED,
& DR % 7= & 2 I PERBUME MR
FakRE R 2IEFS X OURIRIE

- TR EHEw

RSP N AIERE 535 65
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3. P14/LAMTOR2 K#EJE

©3: 559
pld RIEJEIL, pl4 (LAMTOR2) Elz+FD7k
AR BRI X - TRIET D Wik Sk
BIGHEERTH D, 2007 F£i2 Bohn 528 1 5
F 4 NOD pld REJEBELZHMEL T, &
FEDIFHERD . G GFNK, KSR % FF
LI 5121,

[RRA - wre] [12-14]

pl4 IIHM= L KV —A/V Y Y — NIRET
LT HE T —52 7T, LAMTOR2 F7-1%
MAPBPIP & LCHHILILAS, pld 1L, pl8
(LAMTOR1) . MP1 (LAMTOR3) . C7TORF59
(LAMTOR4) ., HBXIP (LAMTOR5) & 4:(C
LAMTOR #E&EZFAML T 5, LAMTOR
BERT BT R —AICBELEERZ
o7 L LTHEBEL TH Y, ERK-MAPK <°
mTOR 7 FIMEED A — K& Lizm
Ry — L, HIRHEFEICBE S L T\ 5, AR
BOJRAEIL, pl4 KABIC X D479k, B M,

S ENE T M, 2 '7 / A MZBITBY
VY —LAOBELEBEOREICER TS LE
ZHILDN, uinéﬂifﬂzléf“ inﬂ)ﬁT&)éo

[FER&] [12]
O EERAER B LY ERE IS L D KE M
N R Y

FHTR KE R, REAHIKT, HiEk
el
FRATPT A, i - AR ek (500/uL A
W) . MRS ENE T MRS T, A€V
—B M7 v s R, g IgM %
B, Mg IgG XfE, B8 : 4 PERRRE
W

@
®

(]
BE M T pld Bin TR R ZHEET D,

(5]
#f TP ERIRMEIZ S LT G-CSF & 503 Thi
%o EHED G-CSF T4FHERE D IEH AL ]
T D,

83

[&DFE]
FrioF e L

[t fREE]
o 7NV AR T R A
10 ShEsA
KRATHE 5« USRI

ARERE N AE TS L OVRIR

Frﬂ

HO3¥E 37:35 KON 36 (2T B HDODIEN,
&0 ﬁcu&tk 2 I BRI E RS MR
FabRE R AfE d K OVKIRE

- R %ﬁr

JEFEPESIE AN IR % 65

4. Barth JEERE
(gz%;{bﬂ

Barth fEfERE (BTHS) 1%, Xq28 IZfFET D
TAZ EisFOWRERAERICE>TEL D
X M ESMERETH Y . DE, 4 THERIR
DIE, BRI X AT —, RREE ., AERIR
TEZ B E T 5, REZWBINZ AFET D EH
Z BV, FRESRIE 14~40 T A 1 AFRE &
&2 & % [15],

[ - el

TAZ #E11X. 2 b= R THNEICREST
% Tafazzin Z =2— K LT\ %, Tafazzin |33
Far FUTEAEDY VNEETHDL NI F
'y (CL) o@D FT7 AT V7
—EThHYV ., K CL 26 A LT
tetralinoleoyl cardiolipin (L4-CL) ~®» VU &
TV T HEE L TS DB O X
IZE= RV F—FHEOEVHRRO CL 13K 70~
80%7% L4-CL THERL S LTV %23, BTHS T
I L4-CL 23> L. FiBE%'E monolyso CL
(ML-CL) 2"&fELT\5, Zd CL ,ﬁ’ﬁﬁi@w
EA3, X b= RU 7 OffE L HRe & REE L.

ATP OFEAIRTZ &3 2 &L RARERONRE
EEZ LTS5, 16],

[BaRB] (15, 16]
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O EEARIER  JEIRBLOARAE ., /O PRSRRAE T
e, RSB, BRALOAEZ & D
ODAEZ 2325, AR ERISDE DL
Fre 72 1N R GYE 72 BB b O 2
2\, R EREYYE 2 FIET 5 Z &8
»H D,

@ HEFTR %< OEF CTEESRTOKY
£ LA FmERIE 2R 503, RO
REIZREFCTH D, FI/NEHNC I3 ERE
IFISPE S IEB SR, RSB A &
THM, REIENAN 272 <12 D,

@ MAFTR MK 4P ERED ORI, E
WOOLEEOWLEZTRTHOE THL T
HY ., REREBZRD 5, B B
B b IE,

[Z#r]

FEERIEIR, R 8- A F LT o R,
R TARA D DRl S5 23 SRR RERR 23 i
DRNZELHVFEEEET L /K7 v~ b
7T 78T MVE SR (LC-MS/MS)
& % V7= ML-CL/L4-CL EeiflE oA FE A
WEEHh 05171,

[15%]

TR ITRHERIE DN AR TH 5, 4P ERBUMEIC
*f L ClE, G-CSF & PRiHiERE O 5 %17
Do IFRERE ORI EEB N R E Wz, &5
AAI VT E o TR Z 2 8292 &
D D, i RERBOEFE 72 B kA BIET O
TRV EHEZM L EFAZ L2 RELET 5,
G-CSF #5221 72 DIBE T, T 74
TR0 R O TG, AR RRGYE O 1R
EOYGENRD B 5 [15],

[&BHE]
REEWRIC L 5 JHRIED U 22 1885,

[#hfREE]

o TNV PR AR R AR

10 Sy A

KOyHA 5 M A IS AE R 2E d L OVR IR
JiE

A% 87:35 N 36 12T B HDDIED,
& Dl 2 7o & 2 i HERIBAE T ME R
FaREREAR A 35 &L OV IBE

- TR EHEw

JRFEME SN SRR 5T 65

5. Cohen JEfFERE

©3: 559

Cohen JEMEREIL, ALRMEE. R, /)
BRIRICT ., PO R, RS Eh R,
HIRES  /INBRVE 2 1 O FFEABIN. IRAS IR <
A hm 7 —Rom L R R R iE
R L T D WY RS EREEREATH D,
1973 4£0 Cohen 52 K 2 WIHLLKEK 200 4
DWENS DD RKZWBIN L FET HEE
Z b, EfERARE - BERIIAATH D,
R E U E B N R 7R T D AR R 358
bihvd,

[REK - JWhE]

Cohen JEMEREIT, VPS13B s DORERETE &
HIZERIC X > CTHI &L Z &5, VPS13B I,
DILDARIZBT B X o7 A~ DRESEA D
fh, =2 FY—2h-U Y Y —Alask, HIEA/DN
Fa Ogins - BN EE BB A2 R LT D,
VPS13B KIRIC L D HEH A R E 23, Cohen
FEMGRREDZ R IR BIRIER Z bl b3 —K L& &
2 HIVD D, FEM R II R TH B [18, 191,

[ERR]

O FEERAER IR ST 2 BT,
ARAGHEIE S A b a7 ¢ — %R D, FHRME
AN, AR, FEHR, RIFRRIYE % K
"I D5, W ITEIE Th D BEAEYYEIL
WIR N, KR & TR TR EE O K A Eh R
RS 2 RT3, MRS X B < KIFH T
ST RIS,

@ FIRPTA /NEEIE, BV AH, 2Lz B
P L O R 7 & ORI Z R
F[20], HAERED & FLS RHIZ N TIEAR
BBEHEZ RT3, 10 RIS T TRl ik
BN & 7o UARRRERIE & 72 5, FLshIR
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BRI & O BRBRAK TS ATRE U 72 i L
M, BRkEE, PEREE, B
EDOMBERRIEREZBD D,

FRATAT A, M R & PR O 4 ER
WD Zom g, BT, G EREE
BEDOHINZRD 5 [21], B EHERWL
HERAD

(2]

M 2 ha 7 ¢ — b @ BT, /NEE, FE
FEWE, BASRE, FHEEOESL, MU &R
R ERAE . FRAR R A RS AT ERIBUDE D 8
DOFEERFFEAD 5 B EH 6 DORFH
RO L, BT VPS13B En D
FERETE AL B2 5RO I A I E R 5,

(5]

TR IAHERHED AR T 5, BRYWEICH LT
(T G2 PRI 21T 5. G-CSF IZH+ %
BOSIXBAFTd ) RBLTIE TR 2
2.

[&PHE]
Frad e L

[#h k]

o NV IR TE IR R

10 SRy

KR35 5 R R RS BE R 2E 36 L OVRR
JiE

AMSY¥E 87:35 O 36 (2T D HDODIEN,
PBPE DR % 72 & 2 4P ERIBE TR I8 A
FaF$RE R 2IE RS X OURIRIE

- fREEER

RS MEERNBIEERE S5 65

6. 4 FER D & fE O 2 KW ZE M E
(Clericuzio JEERE)

[RERE R

Clericuzio SEMEREIL, 4F FERBUDE % 1 5 24

FEREZEARRE & B FFIXAL, RAEMEIRIB IR H T 5

2 R JE ZEHEAE & 8 MR A R ER A E LT 5 X

TEME RGBS E 2 Frif & 3 2 Wik s

85

GMRETH 5 [22], 1991 4E(C Clericuzio ©
WZ L DT AV B ETEEO S E RR Navajo &1
BT 5 14 FlOHAELUE 100 BiIFE D SCigk s 23
HDHD, EERARE - BERIIAHTH D,

[%EA - wrg)

Clericuzio JEMEREIL., USB1 iEfn 1 DRERETE
MBI L > THl&EEZ S5, USBL I,
RNA DOEEERELS % Al B BIRAN IR~ 5
TV IVRX I VLT —EBDO—>ThHbH, FiZ.,
AT TA I — AEEIKEHEKT D5 snRNA
U6 OEEAZEGIZEE D> TE Y | [ OH
AN EIZES- LT\ b, USBL KHEIZ X D
UBIEMIRT L, ZHICHEY AT T A v TR
WA, AERBOFRELEZ TV [23],

[ERR#R] [22]

O EEARIER /R XY E T 5 MR
Guie, ml&pek, PHEREZRD, K[EIHE
RIEAFE D Z EZ0,

BIRET R HAROKEIXER o5, 4
% 6~12 PAELNUE RmE FLE L
TRIEMRZ 2L U, Z0%EH ~ LK
T 5, RIEMERS IR 2 ICSET M, A
R, BN, M, B EIER
EhAE D B EERIE~E AT D, 18
W, EBEOWMAE MHEEL2RD 5,
AT MR - PR © B D4R ER
% md, B SE MO I
BEER LB 2 5 To il H B ik D18
EETENDD,

@

(W]

R 72 F2 G AR & - h BRJE O & OF &2 58
W 5H, B aE T USB1 Ei{n 1 OgkE
AR A BO -5 A I E 2T 5,

(7531

JERYLRE LT e LTI, MR IRF D i B 70 HUT TR
& TRIRIPIR SR G- 21T O o iF PR (64
% G-CSF Z&4 ¢ L bAZTIEARLS, Bk
T RRAE AR SV i Bl B L9 8 ~ D Bk
LD LG HEOLRERBU A O BAE
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JRYIE P BB 72 EIRER 728 FH 23 HELE < %
[24],

[&FEE]

BB B E RCE R | S REE B R O DR
EHRD D,

[*=frE]

o NV PR TE IR FR
10 SeyEEE
KA 5 RO MR R BE A~ iE 3 L OVRER
AMSY¥E 37:35 N 36 IZHBITF D HDODIEN,
& Dfkal 2 7o & 2 i R ERIBAE U ME R
HaREREA AE 35 L OV IRE

- fREEER

JEURS 505 AN A E (R

i

HHEIE T 65

7. JAGN1 XAEJE

[RAEE

2014 4E Boztug HI2X V., 95K 14 ADHEE
(238U T HE S R AT HP BRIV iE D BAR B AR
¥ & LT, jagunal homolog 1 % 2— K95
JAGN1 Bs 1 AE S [25], F gk
MBEEEAE LV o SCN &[RRI HER
BT X % GG R T,

DRE - RrE]
JAGNT [J/MEARIZHFHEE L #1508 TR
RET 24 /NI HThH D, JAGNL ZFEDLT
HERIE, ZINEIR OB 1 O KR FERLOD )
., DL L RITEDN-7Y a2 b5
W TR 2O E DR AR b, F
7= JAGN1 (THEHRLERK =2 v = — ] P K] 7

(G-SCF) ZBREI Licy 7 MRZEIZ Y
HThHhHrIENTRINTWD, ZThbXY
JAGN1 (3, 4FHERDI3Mb & HERFIZ B[N+
LLTEZLNTVD,

86

[ERR#&R] [25]

O ERAAER A7 BRIV K 2 PRI AR YLE
B IME, R R 72 & oD 2 RRYLIE 2 4 0
T,

HIRTR BRI RE 2 & 2T
JEBINZ < | W= A0 & DR R
B

@

Blb D,

FRAPT A B 86 CIIATE #ER D OB fliEk i
T® maturation arrest 7~ L, 2] T
PERBAERX 35, EB T~ mT
U UIMSEZE 2 LTZRER B E S Tn D,

(7]

I ERAD 2780 B IRE IR L, BIEEE T
(JAGN1) OfiEHT 247 5 Z & THEEZ Wiz v
75,

[16%]

G-CSF 73MF & A EDJEFI THEEG- S TWDH D3,
FOGHEIZIAR R TH 0 | 4 FERE O A B IR dGE D)
BONRWEINZ N, TRRITHER R TH S
D3 BYYE 2 > b e — LR B A B T A
MIFNZFEAT U 7251 ~C 1o i s M R AL 3 Jiii 1 7
INTWD,

[&PHE]
EiMgRIMER & LT IRE E, WPTRAEE, K
FEREPARIE | S | I BRI RO 42 B HRRE
BTERELE  FEBERE AR 2, =T A VIR 4,
RENRMEAEIE , WIR AR AT, HUR S REIC T
72 EDEPNHE STV 5, B O A DHE
N REBOFEN S Lven,

[tt=fREE]

- NV PR E R R

10 Ry A

RAHE 5 R AR BE R AE 36 L VKR
JiE

YA 37:35 KON 36 (24T D HODIED,
P& Dkl % 7o & 2 i RERIBAME RS ME A
FaFRE R 2IE RS X OURIRIE
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- FEEHR

JRFEVES NIRRT 5T 65

8. 3-Methylglutaconic aciduria
[FRARLTR]

3- A F v 7 v ¥ a v IR E
(3-metylglutaconic aciduria: MGCA) [I=
A BB ORHMEDN TH D 3-AF N
g3 (MGA) ORRPHEE TR0 2 5% 8
FEORHTH O BE TR OVIRLC Y E SN
TW 5, 2015 4 Wortmann 520 ffR5
HOSEIR & AF BRI 2 £ 5 3-MGCA D 9 Kk
14 NDOEFIZBW T, CLPB Binf DR £
AERL L EA~T o BEEEESERNFEE S
ni-[26] . AEIX MGCA VIEUZ/3HE S 4,
Wl aAEERsEAE L 5, £ 2021 4
Warren 51250, MGCA 2372\ e KB EE
G ERIBAED 5 ADBFEN S, CLPB Eix
TO~NTaERERIF U MR T 4 TER
NEMELR T & LTHRESNTWA[5],

[RE - Wkl

CLPB #{sfI3%, ATP fEEHEM & K> AAA+
2N ET7 7Y —IZ@T %5 ClpB
caseinolytic peptidase B homolog % =2— R
95027, 28], CLPB # /X7 &L h=av
RUTIZREL, & b OMAIZIA FEH L TEH
D A DTIEEIEEL, BRI TITEIEBL T
bHZENRINTWS([26, 27], CLPB &
L7 BEIZ L D SMGA O JR Hr PRI N o FE
REEFFIIAHTH 05, v A ¥ RIS
TV ARBKEERO LS ) T —
VT 4 7 ClpB # VX7 NEEIR 2 &
b.uA v EERMICEE L TWD TREMES B
X HAILTWD[26]  FT4FHERBD OFEM 2
B b R TH D, CLPB ¥ /37 B
ATPase ifthEzFH, HAX1 72 EOEE/LR X v
NTEEMAERT DI END @R T AR
— VAR LTS LB HILTVND,

[ERRE]

87

O EERIER RBBNIEFIZZEETH D08,
EFE A EDBFITHRINRIEL, SF&
F 7R ) B ORG E B RS R A O
HEATPEDE A2~ 9, BIEE bAkx T, 4
% FH D & EHEE ORI E 278 D B 5>
ORI EE D [ 2B £ THE ST
Do TFHERBAD BREIZSESETH DD,
& O FE FE I ARRE ) 72 2 BURY oD EE
E—HT 5, EAMERM A MR
BT RSO RE /B B B ER P A 95 (2 A T
L7l i S Tcn s [26],

FIRATR 12 & AL ORI THEKEE I
TINF BV, BB A b EEOHERE
KT 258, % D% B O MR MRS~
T3 %, BEIEFITIXHAERNS 25 O
BENE E o7 [stiff baby) & LTAES
iz KPP OB C/NIE 2 /R L, B AT
EERBOLBGH 5,

AT R 2FTRT 3-MGA O %38
D5, BRI TIL, A REEROBERETo
maturation arrest #7579,

[ZHr]

FEEAY 22 BRI IR P 3-MGS DN 238
5 BEITK L, BEEIET (CLPB) OfffT
4TS5 T L CHEBENICN S, 7272 L, R
PEAT P ERIBE O 125 LT H CLPB #fx
TERIEZEEBESNDINETHD,

[763%]
BED & Z AR EAIEIRIT 2 < SHEFRIED A
1IThhT\Wb,

[&priE]

FNFEZ 14 iP5 TR T fh, FEELR
JE, FURIEREIR T, TEB XS EhEmE, 2k
U, HFTRER EPRES TS,

[t=friE]

- INRABMERRE R R
8 AHERLH R HE
= UPRIAE #STHR 28
- FRE R

KOFE 2 AF VT IE
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9. G-CSF =&KX BSE

©3: 559
2014 4 Triot HIZ XV, 2 Ffk 4 AOBHIZ
F U T HE S R AR o BRI E O EAT AR 1
LT, ERERaer = —fIMA T
(granulocyte—colony stimulation factor:
G-CSF) % &k % =2— K3 % CSF3R #f5113
[FE Sz [29], AR ERERZ &
D FLIEH L AR R ERENC KD R A D R
¥
[RER - JhE]
G-CSF |IHEk - ~7 o7 »— MW
fiel, B R, R e & CREEAE S
HiEMBAYA M IA L D—DTHY | FERIER -
IR ERCR AT CHERIER w7 B 7 7 — U R
AITESARAIZAER L C, MilaD AR L, Bl
HFHER~D b ZFHET 5, 2O K5 eHifidod
SHLHEFEVER L, G-CSF Z &K & OFs A2k
HEAFT B, AFEBIX, G-CSF ZAROHl
S RAA % a— 3% CSF3REIn T DR
WNRRTH D, M5 I TV DB OBEEERT
TlZ. G-CSF & G-CSF Z &k L OfEAHEIT
EHZED, WSXWS EF—TINAREEE LD
ZETEME X B DY T +— T 4
7 DHE S AU A~ OE A E XD,
FDTOHFFERDNIEZ 5 & S b 08, 7R
RIRREII A TH B,

[EEeRE:] [29]
O FgRREWR  FLIRH X v B R R YYE &
7{@75 D i&j‘o
@ HIRFTR T R E BT R R
AN
® WMAEITR FHiTIT ELANE *° HAX1 &
frv-Bw LIX R0 | IR ER o AR E 1L
FHIVIRN,
(7]

IR ERIED 2580 5 BBE ICx L, BiEEE T
(CSF3R) DT 217 5 Z & THEEZWriZ W

88

725,

[15%]
G-CSF HANZH L TKISARTH D,
GM-CSF O#5.1 X 0 47 ER B3 BIE L 7= jE
Bl & W T 5 [30],

[&PHE]

ZNETIT 13 L DOBEDNRE SN TWNDN,
MDS/AML @O 3 JE T HE STV wn
[29-31], 7=, TOMOEBDOEHOMHED
AN

[ttfR0E]

- NV PR TE IR R
10 SEEA
R385 R M AR N 2E d L OVRER
JiE
AMAY¥E 87:35 O 36 IZHBIF 5 HDDIED,
& DR % 7o & 2 I PERIBUME R MER
FEFEREAR 2IE 3 I OVRIBIE

- fREEER

IR RN RIERRRE 53 7 65

10. SMARCD2 K487
[ZEEE ]
2017 4F Witzel HIZ &V | 4FPERIBAE, Frs%
HIRERI R ZAE, FFERFEINZ £E 5 B HESRTERL.
KO 2 R E R 2 F L 45 3 FKE 4 A
DEFMNS, SMARCD2 Ein 1O REHEA M
BERETE L BN FE S v7z [32], WYL B RS
PEBIRIE N2 &0 Af 1 ER R K 4R IE
( neutrophil-specifiv granule deficiency:
SGD) » 2Bz EN D,

[HRA - wiEl
SMARCD2 #f=¥ix.SWI/SNF (SWItch/Surose
Non-Fermenting) 7 v~F L U ET U 7
ROV 7=y N ThHbH SMARCD2 % 22—
R4 %, SWI/SNF 7 u~F L UEF I /1
BT, BRI AR R REET R ThH D
CCAAT/Enhancer  Binding  Protein— ¢

(CEBP ¢ ) Z#fFERD “REERLEIE D 7 1
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FT—HF—|ZHFE L JERIERO LI HETH D,
AFEHBTILZ SMARDCD2 # > /%7 O /RIBIC &

0. URBEREEFORBNEEIND, K

WERL O PEAE I, RS BEER ) D B #iEk D3 LIZE
ETH Y | F o ZREERIRIRIC X HERERYIC b

BEgr&i-¥,

[ERRE]

O BEARAEIR 7 A VLI I S ol v B A 2 B
L. £, Mg, WuifE, 2HFRe L
O LS 73 FF P M BT IR G iE < L e S i

EIRIET Do
@ HIRETR EIMERALORF SRS, A TR
RERENHRESHTND,

@ AT MEFRIRETIE, I=r~L
XU —ERT 7 T2 R ED
WHERL DFEBUR T F 721X K% £ 5 4
BRI AR D, B CIIAF R ERIERIER D
W, IFREROREVE L, RIVPERZEK L
O B E R ETHEOERERE
ERTH, 44 24 IFRAMERL, 1
A Vi MRIBUE &2 B LTz,

[2Wr]
S FERIBAD | YRR KR % D B B IR L
HT#EE T (SMARCD2) OfffT %475 2 & T
e EZIWNII N T D,

[15%]
INFETHEINTWD 66D 5, 4 )Tk
mEpHlEBE AT WT b AFEL T
Do~ BT o T2 2613 L I
RN LT D, SEBIEUIIR 5415 723,
WA S B IR TR E DN B D
G-CSF ®ANZS T HRUSIIAR EBZ B D,

[&PHE]
EERE ) D HPAEBE D FE R OB R | Ry LA
BB HUIRIE ., IXBEFITE A 2270 & D5
WA R EDRElE ST 5,

F

W

[t friE]
- NRABMERRE TR R

10 SRR
KAFE 5« RS MR RS RE A iE 35 L UOVRER
JiE
AMAY¥E 87:35 O 36 IZHBIF 5 HDDIED,
& Dl 2 7o & 2 i HERIBAE T ME R
FaFEREAR A F5 T OVRIBE

- TR EHEw

JRFEME SN SRR 5T 65

11. Specific granule KIEJE

€355 =9
T ER R SR R RHRSE (SGD) 184, 4FH
BROMRERE | AP EREZ OB L, A T ERFr R
HIRERL D R AN Z FEi & 3 2 E L7 W etk %
PEDJFRMERIEARDIETH D, SGD DEATE
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T V7 OWEE L ET MR 25T 5,
IFN-y O 7 FIVARENFERIKR I L= B
I3, WHEEORERNE L EEINTEBY,
A AR T TRGIIERICEE LD, T
F TOHRLETIZ, ARIFN- vy R1 522 KIBIED
12 flciE MR ARE STy, 95
4 FICEMAEGNELNTND 127, 250
BFIL, TFN-y AISIREEIZ £ 0 R g
o IFN-y @EfE & 720 . Fhhs R —Hifg
WCAHBEIE < ZOBMRENENEEZ LR
TWiz, — ), O CTRIET S AR
IFN- vy R2 52 &K HJE CTlL, M BAE 3T
il 6 Fih 5 FICEMAEFNELNL TN
127, ZDi=s, IFN-y ¥ 7 F U RERIT KB
U 7 BB TR 2 A AR E R O H R I AL
SLERAERMLETH D, AR STAT1 EEK
FEAEIZ . IFN-y (22 CIFN-a /B IZH R
oY, EOTOMBNTFEREICNA T, UA
JVZNTHF LT b BRGMEZ R T, AIEITFER I
HET, BEICREINTHD 24605 B E
HAAAEHNE 7T NSRS TR Y | 251231 M
faBhilz £ 0 B8 EENS LN ERTH
% (FEMANRBAEIL 24 B 12 B ChtifT) 128,
AR IRF8 XX, Tt ET2HInHEINT
WD D3 W FLOAE B & SR 5 ifn A fa R A
BT, BOERIRRGE A it TN B 129,

R

PubMed T 2021 410 H 30 H £ TO kI
BALCLL T oMY B a7V HE L Bbh b
1HE2ZBERE L, SHIC, BERLES
ZOND A ESEEE L GEINLT,

“mendelian susceptibility to mycobacterial

disease” AND “transplantation” 23 /4
[&%E k]
1) Tovo PA, Garazzino S, Saglio F,

Scolfaro C, Bustamante J, Badolato R,
et al. Successful Hematopoietic Stem
Cell Transplantation in a Patient with
2

and

Complete IFN-gamma Receptor

Deficiency: a Case Report
Literature Review. J Clin Immunol.
2020;40(8) :1191-5.

Le Voyer T, Sakata S, Tsumura M,
Khan T, Esteve-Sole A, Al-Saud BK,
et al. Genetic, Immunological, and

Clinical Features of 32 Patients with

2)
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Autosomal Recessive STAT1 Deficiency.
J Immunol. 2021.

3) Radwan N, Nademi Z, Lum SH, Flood
T, Abinun M, Owens S, et al. Outcome
of Hematopoietic Stem Cell
Transplantation in patients with
Mendelian Susceptibility to
Mycobacterial  Diseases. J  Clin

Immunol. 2021.

44. 36 6 43 IZWITF B b ODIEND, A
ERISBERE

18 REOMH
1. Beta—Actin deficiency
[(REER

b-actin KABIEIXT 7 F > EERREE O GEREE
(2 R 2 PERIEERR ST & ok 30 Rt gh s
WAE T, BT F a2 R L, BT
{5713 ACTB Th 5, b-actin OHEEERREE |
B 2% EIE 2 i (Baraitser-Winter
syndrome:BWS, juvenile-onset
dystonia:DJO) 23EE STV 5, DJO LY
BWS 135 & £ 5 ER & R DB & L
THE SN TEY  GREGMEITTEZIER E LT
RUE STV 2R, A FRERBERE R F 4 3= ZUE IR
ELTHA L7=D1E, Nunoi HIZ L 54RO 1
FlOHRTH L [1], 17E-> TAIHTIL, Nunoi b
DREG| 2B EITEHT D,

-
—

[REA - JWhE]

77 FUEAEREORLAIEEIZH S b-actin
a— 7925 ACTB O~T o #EEMEERIC X

VIIET D, ZBHET U VOB EDRIZ LY

profilin 72 X D7 7 F U EHHE X X E DOFEE
DEFEIN. T 7T VEHAPREFEINRD Z LT

FVilEEREEZE T EEILN TS [2],
I ER-CHP R A D ERE R F I L D FE 2 D

FER A FIET D,

[HRPRE]
@O HRARAEIR © A T ERBRRERR 5 12 D < JRYYE
R AT & &3 D MR IR &
ET5, mbflTiE, mREANRK, 3%
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PR E R, A, SREBEREZBD,
HR S BT O RS RS I . RO I BB T E
HERH T W= [1],

@ HRETA RS REIRFEEEN . i
HOE

@ MAEPTR : G PEROEORE 2 DRV
M ERPAD | i MR | i 1gG B IgE
ERREEZRTD,

[2#r]

FREME NN B 70 & G RS ER LU K
PRI RO L Rl DIV R AT % 58 80 2 iE 5l
TIIAKEZEET 5, ACTB DRRHIZETEN
[FE SN B2 2 HEE T 5.,

=9
PRI H - PUHE B G E T, RIAHF
HIFERSRMEBETH D,

2. Localized juvenile periodontitis
[RAEE

FAEMHE % (juvenile periodontitis) (3.
10~30 WARDFFETRIE L, FIEMEER 2
DHREMEOWHE R TH D, RENFH
I JEFICIRR T 5 6 D % | R A 8 )
4% (Localized juvenile periodontitis) & FE5S,
77V IFRNFETHPFENE L K3 %L LE
HL LTSS, 4], Fe Ty ~ZFERCA
H—nA X NCEET DRk B IL T OB
¥ %7 (single nucleotide polymorphism:
SNP) MNASEDFIEICEET 5 LEZHNT
WD N8], ARETIIAFEREERICED 58
a1 TH % FPR1 (Formyl Peptide Receptor
1) ZEBT 2,

[RER - JwKE]

FPR1 1% G # o\ B RIRIZIE L,
IR ERICEHBLT D, AP ERE LM R E T
H5 N RVINRTF RIHEA L, RIEHE~
HHER A ET 5% H A4 5, HapMap &t
Z W= f#BTic & Y | FPR1 c. 348C<T ® SNP
DREBEY A7 LEZLNTEY [5], AEH
A PEZE BTl P ERIE E BRI T 23 R & 41T
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WA DRFERIZR A = X LTI SN2 > T
72 6],

[ERERf]

O ERARFELR : 10~30 7% & O FJE I RAE L,
BRI HETT T 2 M B K & RIEIFE S th oF
KIFZRBD D, FEEITE — FIH-CUI 2[R
L., EFRERiTrEbian,

@ HRPTA - A2k, AR,

@ WA | AR BRI E A A AT R 7
v,

(7]
EFETHECOI IR L7l B K 2786 7=
Gl 5, BEEEY A7 L72% SNP I
% < FE SN TWDD, AEBITH—E{s 1
KR LIIEZ LN TRV OB R 2D
EEMHIZTEFE L 20,

(7651
ATR IR R 22 TR AR T SRR
21T 0. TRIRPIEHRKRGIIITO TR0,

3. Papillon-Lefévre syndrome

[(RELT &

Papillon-Lefévre syndrome (PLS) 345
iE O EIE 8 S % & BB A AVIE 2 RE e UL
BERBEMEOBEKRKNEZ T [7, 8], AWFE
1% 100 T AT 1~4 N& STV [9],
AFRTIL 3 FFR 3 FEFIOHRE 278D D DD
BB TH 510, 11], EEEETIX
cathepsin C (CTSC) #=— 4% CTSC T
»HD,

[REA - JWhE]

CTSC 1XiFHeEk 7T A— L Ehilc g Ensdx= o
AR =BT T G, TaTrT—% 37
Eotv ) rFuaT 7 —EoEEEIT. h
$7  RIESOSITE G35, CTSC DOREREREE I
X0 B ERIC L% NETs FEAEE S
LHEWorwmELHHN[12], WERKICEAL T
LA HEIE L D S ETRIEMEY A S A R0
ENADOFEPHEFEINDZERNRE N E

PV =
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EZHNTWAI[8], £/, MO L=
%FIZH CTSC OIEMALAEE LT, K
JEIEAR DIRIN & & 2 B TW\WA[13],

[EER ]

O FEEIER « SIS HE R ZFE L, 1
B JOVKAHR ORI Z K3, Lk O
%, b7 < RE O R & FIAE L k5
RIS, WERITORE U o HiflE
MRZAED . AR % 8 2 W Iddk %, H
R RIEITIR TS D 258 7 2 3t
BHIC LV BT D OB TH B, HE
2% L RIRFHNC R AME B RIE L, IRx
FHHEADNER LTS, ZHEBRERRSEHIE
B78 & ORMFERIYE bIET 5, HENA
JRALCREM R IR O WL & 5 [14],
SRR - AUE (., RE, B, i
E) L M, SR, BER
FRATFT L« 4F PERFERERE 5 4 58D 2 34T
BRI TR D 720, AR BT RHEAY 72 i
AL T LI 720,

@

®

(7]

BN 3T D E I8 & A LIE 2 58
%t ARBEREVELRFRAZT )

1T 9,
CTSC [ZHAAE R AR TG 2W & M e 3
Do

[15%]
B JE AT D B RHIITRIE & PR SN IR, B &
FERIT 3T 5 B R AL A A IR A 72 & D
KHEBIEN T TH D, VF A VERNIRAN IR
oD WL TR RNSH D LT o@ELH
5o WHETIZ, VarevF v bk CTSC Ik
BEBZ A FRIIED T T I ia ik & L THifF S
TW5,

4. WDRI1 deficiency

[REER

WDR1 KABSEIE A ML ERHIIE B+ D B Iz L
W PE A TP ERIBE . SR BB AE
R RN R RE E TR T,
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actin-interacting-protein 1 (AIP1) % 22—

K4% WDR1(WD repeat protein 1) D5
FIZ X0 RIE L BRI G A R R
BIEETT, ZHVETTFER 12IEFIOHE D
BT, ARFBITBIT D ARKIEL OREIT RV
[15-17],

[wRE - e

AIP1 X cofilin, F-actin & 3 &K ZEaAkL
F-actin OEAZ AT 2 Z LI LY, AfLEk
WEAERE A HIE 35 [156], ATP1 OBEREREE IZ X
DT FUEEDRAE ST ME N O
BRETERNIEE S b 2 & TR E M
DEAEE LT, S BICARE T, T MAaiEE
{bFEE & B MilasbiEE &ok4 &2 6T
W5 [17],

[ERERf]
O FEARIER : R ONKITIZIESLIE T,

V) I IRRGE & AT L, B A TR BRI E
ZRH D, HORIEMERBZ RTAER T,
JE H MRS B i MRV E 2 78D B, (R
v ra T Y o ESCWR A A T
NEAEE T DEH LD B D [16],
KPR - #EATE DN, RIS R
ATAAZE M, AR FAIAARE
RAFT R - BB R ek, (K v~ m
7 CME, MR 7R EERD S, B
CRIEME BB A R TIERI ClEEm 7 = U
FUAAE, & IgA MAE7e ERROH Hivh,
[2H7]
HHRME O R, AFHERBUE, B CRAEMER &
RENLAREREZE S, WDR1 OJFAIZE RN
RO LG ARWERET S,

=

[15%]
JEBIRE LUV ORRIL L2728, FRERIPLE
WP G 7 0 7 ) TS 7 ERHERIE N
ETH D, WMEF DD B 1 BT FEE K
JEIZE DT L TWD, EYE=a Y hr—Lic
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HERE Y DAEH T M AR B b B S L
50

5. Cystic fibrosis
[FRARLTR]

FENAPERRHESE (Cystic fibrosis: CF) X4k
STUARERE AN AT K D RN RN R & B oD =
2 = —JBARUT K D IPHZEMER B 2 IR & L
Ll (D D MR ERR R 2R, BARE LT
X cystic fibrosis transmembrane
conductance regulator (CFTR) #=— K45
CFTR T. BT R REMER 2R
T RN THIERD E < 2,500 A2 1 AT
B 2H[18], AFRIZIHWTITA 200 HAIC 1
N ERRBEBRTHH[19],

[mEA - e

CFTR 1 3&Veligdn D EHRfEA 4 F v 3
JLTC LATISRT 3 O DORERE AN FEMIMERRMESE D
REEICKE <o TW5 1) k1
7 =Y — 5L OB XL D RAEDHIH,
2) Cl-, HCO3-IZ X 2% N pH #i%, 3) -
& Na F v e OMAERIZEBIT 28R
IR 53 AR, FERPERRAEAE Cld 2 & OBERERE
FIZX VA T T~ =D ENT DRIESE
DAL EHENFRERE DR T & A W SETENE
DOIET, BYEZ VT T ZADK T % 437[20],
FEICHRZS Tl GBS I 1T D aF ek &
HLL & 3 2 SR e D EEFE & B HE S 203 s e
DEMEE LT EBEZL LTS [18],
BARPZ X, HE5E U 7= & SOERSIE O FE A AE
FIZ LY TL-8 25 oy S b R ER 23 B B 56
FEENDH, CF O FERIIRIERNEE SN
TWAH T OMIEHE 2 Il 32 2 LN TE e
WV, TORER, BRI D NETs, 71
T 7 — LR VEER SRR ARSI O R <o T
mOMEEEAS E R ITEEZLNLTND
(211,
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((AZRED)

O FEEEIEIR © ZhRas I DR 2 OFER Z 780
D0, RS A s (S 8 1 D R BV B
7

Do

A% ~10 5% - AR X0 BN ek

FafEtEA Lo 2| IFRkRERE S S RMEREE K48

FE7R 8 A FEIET D, ROBERIE R O RUE SCILIRIE

72 EOWRIRE S FEM E TITIZIE AR CTRIE

T 5 KUERGYEDERE DL  ITHEBET Y

EKETHh D,

10~20 7% : /B SHERIEIX S HIZHEATL, &

HREE T & 2 KOERYYE Rl D b5, ST

RONIFEE ZRIET D56 b & 5,

20~35 % : KUE PLSRIE L ESE L UG <0

S % B 0FT 5, KB RYYIE DR R 1T T A~

IVEN ALK A DT T AR £ CTIEIA A

R N T KERT, BENUERERE A O b

PRIF 2 FEHE U | A28 1 X PRI TOHESE 2 & DF 3

%o —HBOIEF] CIL B HFRIECBIHI & 2 5 0E

D

35 mLh b o BRSSO ZE OHEITIC X 0 ek

BHALELRDGELH D,

© HIRPTH - R REBIE, JREEMEA LD X |
SUE SCYRRAE . M, RS

@ MR P Cl BE LA, FhoT =
A — PR T ONAR BB R TH

(7]
AT BITRFB2T LCTH 5, 7T CLIRE L
FALEPFT2F—BIETZHTZET v

TY XLAPEBENTWA[19], ZOREEIL,
1. SNy AR4a, 2. FEREHAELR, 3. MafEPE
A VDA, 4 FEENOARBEZE, T
ClEE >60 mmol/L ) 2>fff=s 24 —F¥ <
200mg/g THIVUIHEEZW T HHDTH 5,
T ClIEEE A 40760 mmol/L DEE A FEK & /R~
THEIEB T RAEZITV CFTR IZHRAIZ R
EROTGEIIZW A ET 5,
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[15%]

FiIRZE DIRREBIIKGE Y UV 7 T v A DR
EPIHERIC L D a v b — AR TH
5, TFETIE N T T~ A ¥ WAL PUREIR
ERE L LT T D, THiMbtERER G b
HHONTNDN, IBRAT=ET A2 Ly,
F70. RV =BTV 7 7 W NSRIE N5 28
1TTRI, B L OMERERES BN RGO Hiu T
Wah,

JESN S B RE R B L2k LTI S 7 LT
RIFNC X D ERE R FRIE AT O . BRI G
BEEERI 0 ) —OREREHRNLETHY |
AFBITHE R LT REE BT — L L OEHEE N
ZFELV,

HFREZE, A > AU 3 UME IS & D BRI
BHFRIE 72 &2 FRIE LT GE XN ZE s
CTIBHRZAT 9 o MR 28PN ZE 23 AT L 725
AR b RE S D,

i, CFTR I EZEN LIEREZIET 55
& LT Ivacaftor & Lumacaftor, 83X
5 OEHNDBAFE S, FEREERE & g D FD
mENT-[22], Ivacaftor 1Epddn4: Kalydeco
LT, AATME M4 Orkambi & LT FDA
ICRATS TN D, EBIT, BB TIRE bR
LATEY FipigFiEL LTHIff SN
[20],

6. Neutropenia with combined immune
deficiency due to MKL1 deficiency

[(REE=

MKL1 KABAE I TH B #& R & DA ek
WEAEREREE 2 FIWRE & 5 R MR RN RE
fBHE T W AR AR ORKE =T, &'
{£: & {5 1 1% Megakaryoblastic leukemia 1
(MKL1) #=— F3% MKL1 T % [23],
2015 FRIZH A SN LWREBET, ZRET

2FRSIEFIDRENRH D DOHRTH Y [24, 25],

AIRNZIB T DAIRBOHRE T 20,

[REA - ]
MKL1 IZ MKL2, myocardin & 3523 A1
T 4 VBEERER -7 7 I U —IZJ8 L. serum
response factor (SRF) & IEMfb5 52 LT

111

ACTB, WIPF1, WDR1, MSN &2 X7 7 F
VEAEHETLIBEBTOBREEHET S
(23], MKL1 OEfEEIC I 77 FUrEE
RO 2B FREORBIENME T L. T 7 F
EANHESN D Z & Tl R ERE D [ E
Eha,

[ERERf]

O FEEARIEIR A% FH )~ & HE A R G E &
T, ZNFE CTCORER TITHARY
\Z ECMO &% B4 2 BEEMMR 2 560E L
7ofl[24], FRIREIC & 2 RIMAE & BES
LN D R ENRIE 72 & % 50 L 72 5] 3
HEnTnbI[25],

SRPT R, - EAER MHRDG. BCG #2fdf% L
TR

FRALFT WL RAE M AF P ERBUTIER CTH Y |
AP BB RS 72 iR A=A 2 B R A T L
T,

(k]

HEIR PRI ML O M B IR Y RE ° FAE B2 R RIS 72 &
ZRD | GFHERIAME 23R O 72V AR R
EERET D, MKLL ([DRNEREZRDIZGE
(WA HEE T S,

[15%]
JEFIHME L LD BT A LMEE LR
D, FRANE 5% &0 - Pl & 500 7 a
TV R EIC K DEYEa > b e — LR
EThs,

ERzm LT

[Bir]

BF PERIBA D3 720N B B B3 AR A R
OB EFEIE DRIV AR 2 29 DIERNE,
NoORBEEZ . B FRAEZEET D,
ZNENDRETH B D RS 72 BRI R
RO —B L%,

[7 4 v—7 v 7Fkét]

M B B 5% IS & D 0 PR OB A REREF 12 K
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B A O NRIZOWTIE, RHEIC L 5 B o
TBENADLETH S,

[BRLEERT~RER]
FRFEME O NRCHFFIE DR E R & 2
T o5 E L, PR EREE I X DR & A
B E 2B DB FIRELZET DL
BRD D,

[F#. RAHORE]
BB T, B ERERE R F DA O fthod &
IER, B OHEIZIG CTREL O 7 0 —T v
THREEND,

[+ frE]
© /]SRRI P A
10 SRl K53 b
RENEF L ORIRSE
® [REHER

JEFE M R R A
Ao %E 44
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