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Homozygous variant p.Ser427Pro in PNPLA1 is a

preventive factor from atopic dermatitis
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7 FE—MEZ &R (atopic dermatitis, AD) [Z/NEHIL 0 RIE L, BIEICRBET D
b R RERBED—2THY | KTO/NED 819%NRET DL VHIWELH
Do AD DFIEIILT L7 e EOBREEEN & T b —F W & MFEN 5 EEHEN
PREELTWD, BBEMNRERE LTI T 4727 vilifay (FLG) ERIZX D HEA
DN TR E NHAE SN TS (Palmer et al. Nat Genet 2006), A
WTC FLGERZH3 5 AD BFIZE2EDOK 27% TH Y (Nemoto-Hasebe et al. Br J
Dermatol 2009), ZHLUSNDREIER FDFAENEZ DN T Wz, 74 77 ) LS T
AIE O THEREICE B /K & LTI, corneocyte lipid envelop (CLE) 3% %,
AR OREICEICEESHBENIBRAF S I FBEE L -BOIRERE %P
LTWBHDTHY, ABCA12, ALOXE3, ALOX12B7: Y CLE OB HE L T
WOLBIRFHO—HIL. ABEOBMRET &N THERELRE LS L TAHT 2 Ak,
R E O R RER T LTHREIN TS, 207k CLE ITAEDONY 71
FEICHD CTEETH D EEZX LML, CLE EAICHE#E T 28 B 7 I220n T, AD ®
FIEIZIER LTI IT o 7o, A EIFK 41X CLE (b LB TFREDONY
7Y R, AD OFRIEICE L L TV D ATEEMEIC DWW TTRFT L 72,

[xt &Kk O FHiE]

fREHE 143 A, AD #f 124 NZ T ORISR L Lz, EOX#ES % L L, CLE ®
TERRIZEE S LT D 20 DR T2 L7z, 26 O#EE FICFET S SNP D H B
BULLEDT VABEER LI AR AERFL T o A LR ESZEZTHO
%7 —H ~X— 2 (Human Genetic Variation Database) Z W\ TR L=, &K
5 15+ (ALOXE3, PNPLAI, SLC2744, NIPAL4 and ELOVL4)IZ & % TSNPs (rs3027232,
174946910, rs34598813, rs12199580, rs12197079, rs4713956, rs2240953, rs6860507,
1s3812153) ZfENT ORI G L Lz, ZZ TH LA SNPs I\ T PCR ¥4 L7 b
—J T AERB IO 2 AN T o —TIEIC K VBB TR EZRE L, FEt BRI L
7o F72 AD BEICOWTIEL FLGEREZATHHEAIBRWEZNZNIZOWT,
16 IgE f&., 13§ TARC ., £72 AD OHIEE X 27 Th % IGA score (DWW TH T/
Jo— TN B AT o T

(5 2]

PNPLAI &+ ® SNP @ 1 > To 5 rs4713956 T, AD BElZB W CEm % CC
OHBBEENEE K> 72 (AD B, CC:CT+TT=26:84; f&% #E, CC:CT+TT=54:88;
p =0.015, odd ratio 0.665, 95% confidence interval 0.469-0.945) (Table), Z DA
X FLGER % H 72 70 WEE CIEHEEF ST =28 (AD B, CC:CT+TT=20:67; p=0.018).
FLGERZHTHRETIHR SN - 7= (AD B, CC:CT+TT=6:17; p=0.27), F 7=
B oo fE ) 1% 17 IgE 2 A& B (171-10,000 UA/mL) L T % B (AD Ef,
CC:CT+TT=5:30; p=0.008), i TARC 234 5 (451-10,000 TU/mL) L T\ 5



#E (AD B, CC:CT+TT=8:35; p=0.018), IGA 2 =7 3 DEETHHEFF S T2 (AD
#, CC:CT+TT=2:15; p=0.032), LA E XV, AD ¥ TiL PNPLA1 ® 427 KFHOT
BRI a ) COFREHEAERTHLIEENHEEICDRVWI ENRENT,
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PNPLAL1 X patatin-like phospholipase domain-containing protein (PNPLA) 7 7

S =AU N—ZEL.8 DD exon, 533 D7 I /ETHEL S5 (Hirabayashi T et
al. Biochim Biophys Acta Mol Cell Biol Lipids 2019), N KMANZ{EHEFLTHY
PNPLA 7 7 X VU —C{&7F & 417z patatin domain &, C EllIZ PNPLAL O AN >
Pro-rich hydrophobic region #4H L C\»% (Figure), PNPLA1 3% KL EEE
PEf ki (ARCD OJRFRERE T & L THE SN TS (Grall A et al. Nat Genet
2012) 3, TOMREEL LTI AT I FOAERBRTF I AT 7 —8L LT
Bx, CLE DEKICEHE LTS EE 2 5T\ 5 (Hirabayashi et al. Nat Commun
2017, Pichery et al. Hum Mol Genet 2017) (Figure), & [RIDAFZEIZ LW, AD H3#&
ETIE PNPLAL @ 42T FHOT I /VBATr ) VOREESGERTHLIHENHEIC
MIRNZ ERAENE RSl TDZ LN PNPLAL O 427 HEO7 X /R 7o
Vo Thrid., MEEEREEV, CLEDOEERA L EE L7052 & T, AD %
JERINH SN TWDARBENE 2 bivle, o, WY ARSI R A4 k72
B FEARDIZE A LD patatin domain IZHFEL TWDHDIZX L. 42T FEHDOT I/
%1% Pro-rich hydrophobic region FI(Zf77E L T\ 7=, Pro-rich hydrophobic region %
FERE R D FEIK T H % 23, patatin domain O EEZETE M O FHE BV TU D ATREME N &
z Bz,
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AKWF7Elc L0 . PNPLAL O&E TR L ABEEEEOE WA, AD ORIEICEE
LTCWADREEMEN RSN, SOICHEEMITZ1H#ED 5 Z & T AD OFREMICH B
BEIEDORIBICOR N DL Z ENRWFEEIN 5,





