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dermatomyositis/polymyositis.
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Aberrant CARD14 function might cause defective barrier formation
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Yuichi Kageshita, Satoshi Fukushima, Michihiro Kono, Junko Ishikawa,
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Ceramide reduction in stratum corneum of Neu-Laxova syndrome caused by
phosphoglycerate dehydrogenase deficiency
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Highly prevalent LIPH founder mutation causes pseudo—dominant inheritance
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A heterozygous duplication variant in SERPINB7 might be a possible genetic
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modifying factor for epidermolytic palmoplantar keratoderma
The 44th Annual Meeting of The Japanese Society for Investigative
Dermatology 2019411 H 8 H~10 H #H%£x
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Whole—exome sequencing facilitated genetic diaghosis of a patient with
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Dermatology 2019411 H 8 H~10 H #H%£x

W AR, e, EREEE, T, AR RS AN B R,
HILERE

MIEFAIIZHT BP230 HFUARBLIM G T, MR 2 A L 72 ARIEHEEREIE O 1 5
% 83 [Al A AR JERL 72 HOL - HEH G A R TR

20194F 11 H16 H~11 H 17 H  ®IK

TSR IREC, BEEE . TR AL &AM, Qureshi Anila,

DePril Veerle, Weber Jeffrey

IRIBEEIBRE OBV R AR 2 %15 & L7z nivolumab IR MIBIMIEDE 111 #H
FRER 3 AE BN A AT

55 83 [m] A AR FFH AR A « HER SR & [l 2l K=

2019 4F 11 H 16 B B

B, SRS, & =R, X KB, R B, KEIER,
sEME, 1R R

Giant Vascular Eccrine Spiradenoma @ 1 4§

% 83 [Al H AR R 7 H L - B SGH & R iT R

2019 4F 11 16 H B

= BB FMEGE . PR, DUEREESE gaRsE—. AHFHIA
HAIZ 31T 5 B &I DA B 72O BV (B2 JF NTDs) 1220 T
75 83 [0 H AR G P MUK - HUGH STHA R T R 2

201911 A 16 H  #IT

Takuya Takeichi, Chiaki Murase, Michihiro Kono, Masashi Akiyama

Detailed analysis of pathogenic mechanisms of Neu-Laxova syndrome
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