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4A. Clinical questions

1) & IgE SEBEREDO BRI NERREIITH ?

2) & IgE EERICBW T, EEOTHHRBEIT
HIRINDEN?

3) B IgE ERBICEW T, NEEEO TS
RSN ?

4) & IgE EREEICBWT, s/ u 7Y Ok
BEITHRTE 0 ?

5) WHHIE IgE GBI FHERIIMHREIND

N2

6)  IgE FEREEICIV T, K DA BRI EI BRI
RIS ?

7) B IgEJEBRICIV T, BB I HE LR
SNBH?
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K 1 & Lk SEMEREDIFIA

1. LR TgE JEMERE

1) STAT3-DN (Z & % /& 1gE JEMERE (STAT3-DN)
2) ZNF341 R4BJE (ZNF341-LOF)

3) TL6ST B&REMX FJE (IL6ST-hypomorphic)
4) IL6ST-DN (IL6ST-DN)

5) IL6R K#BJE (IL6R-LOF)

2. INFE D& 1gE JEMERE

1) PGM3 #EREMX TE (PGM3 hypomorphic)
2) Comel-Netherton JEfERE (SPINK5-LOF)
3) Loeys-Dietz JEERE (TGFBR1/2-GOF)
4) CARD11 #%74%E (CARD11-DN)

5) TYK2 KBJE (TYK2-LOF)

DN: dominant negative, LOF: Loss-of-function, GOF:

Hypomorphic: null 225 CIT R 72 52 REA A & 5
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1) 7 hE—
2) B Yt (10 warning signs + recurrent skin viral infections)

3) IMiE IeE OEME (FEMBIEFMED 2 f5LA L)
PRI HRIREILFEOE IgE EBEREE W5, Z D77,

© FHEERITERR

@ FHEOBEH

® Cold abscess

@ WEHIEIT

® FHRE

® HHEMZEE

@ BfiE R

FL3E OB BT

Q@ BRYSERBRFO CRP O LABRE

D5, 1AL AT b O % IO TeE R L DI 5, RIS T (STATS, ZNF34L,
IL6ST, IL6R, PGM3, SPINK5, TGFBR1, TGFBR2, CARD11, TYK2, ERBIN/ERBB2IP) D/ R/LEZKrIZ XD
HIERBITT 5.

ERBIN/ERBB2IP (ZBE ™ D530Y ZHNIFAEL TH. Z DD minor allele frequency=7.0x10° M7=
DIRBRDMENVEDORBENGFIET D720, ZWNIITEERLETH D,
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2) S %414 (10 warning signs + recurrent skin viral infections)
3) MiBIgEDEE (EHFRIERED 2 ELl L)
(HEMEIgERERE

FhERFRK, 1B DEELR, Cold abscess, JEHIBIT, BRI, THMAE
fE. BAEmARE,. HLEOBERE, FBREREROCRPOLENFR

| BIgEE R FEEET O/ LB

STATS3, ZNF341, IL6ST, IL6R, PGM3, SPINKS5, TGFBR1, TGFBR2, CARD11, TYK2, ERBIN/ERBB2IP
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