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F1 XA ZER< BHRRIBEDKR
Autosomal recessive; AR
1. Mu heavy chain deficiency IGHM-LOF homo)
Iga deficiency (CD79A-LOF homo)
IgB deficiency (CD79B-LOF homo)
BLNK deficiency (BLNK-LOF homo)
A5 deficiency IGLL1-LOF homo)
TCF3/E2A deficiency (TCF3-LOF homo)
p85 deficiency (PIK3R1-hypomorphic homo)
p110d deficiency (PIK3CD-LOF homo)
ZIP7 deficiency (SLC39A7-LOF/hypomorphic homo)
10 FNIP1 deficiency (FNIP1-LOF homo)
Autosomal dominant; AD
1. TCF3/E2A deficiency (TCF3-DN hetero)
2. Hoffman syndrome (TOP2B-DN hetero)
3. PU.1 deficiency (SPI1-LOF hetero/haploinsufficiency)
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LOF: Loss-of-function, DN: dominant negative, Hypomorphic: null &% T3 #7252 KB E L 5

74



Zh7u—F ¥ —h

BSFRTER

SHBHMLVEEHOTES - PSEL - BACRERSR

BABMRBA Y7L YRR, BARRSORBEEETIHISL
|

v

SRR E
mFERFI/O7Y ERBBE | 126 1gA IgMAEEROERED-2SDFKH

REFNRE
F#mhDCD19E EBHEIAMDORE T BERMA RMMEEIRD 2 % LUTF
THRE - 37 PIR - WEFIESR

BiZFRE
BTKZ S UBMRBRXRIAE /&N vy<7/07 ) Y EOREEETF/ S VRE
(BTK, IGHM, IGLL1, CD79A, CD79B, BLNK, PIK3CD, PIK3R1, TCF3, SLC39A7, TOP2B)

75



