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Pathophysiology of porokeratosis and cell competition in human
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A total of 58 cases of porokeratosis, including 46 cases of disseminated

porokeratosis, 7 cases of Mibelli"s classic porokeratosis, and 5 cases of linear porokeratosis, were
accumulated to search for causative genetic alterations. Of the 46 cases of disseminated
porokeratosis, 29 had germline pathogenic variations in MVD, 6 in MVK, and 7 in FDPS. Two of the
five cases of linear porokeratosis had germline pathogenic variations in MVD. No pathogenic
variations were found in the known causative genes in all 7 cases of Mibelli®s classic
porokeratosis, and after further analysis, we identified a novel causative gene X for porokeratosis.
Immunostaining for the product of the novel causative gene X has demonstrated that the skin lesions
of porokeratosis are caused by clonal proliferation of the gene cells. Mice deficient in the novel
gene X have been generated, and a porokeratosis mouse model is now under development.
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FHAGEIL, Ao VEBREORESFE 2 2 — N 585085 (MVD, PMVK, MVK,
FDPS) OWTFINNDERIZ L > THA U L2BEBEMEEE TH D, WREERLFFOA
DIIET DRITAHTH 208, KB ZRIFEMEZLE (MVD ¢.746T>C ) % HARAND 400
NZ T AREFOZ &, BHEMREEBIIMYEIFET D E 265 (Kubo et al,
JID2019), BHFEZEORLZMIAIX, JRKER T OBAER T L EJRREERT LV e %
129 OFFD, Fxld, BAERT LVICHHIAZ B & 72 1 3Ye AR AR 2 034 ©Cil
TUVIWRBE 2o TR 23, (THABEDRZEIERT 5 Z L 2B 6 L
(Kuboetal, JID2019), T 7256, IFAMANIED 1 D1 S>ORZIE, HEOHHLL L
5 TCMNZIZAE U7 BRI E Y OfMIaZ Lo Ty a— U HiE Lz, AR Mo =
n=—TbhdEHAIITHELIE, SBICFHRA I, LA DB O i 348 2
I TIZIZ 100% 5O 6N TEY . AR & B AR & 23NEET 2 BB kIc s
W RIS BRI RE L & 2V ) A RTATERBAELD Z L2 RBT 55 R %
ZNETIH TNV, 2O L9 2 2 FEOMEM COMMOEY AW EZZnbAEL S
FOSIE, a vya unRTi EOETAEMICEWT RS Bl s LTRSh
=0, B MBS TS HRERMHATH Y, TFILAMEIRE b TR
Bl BT H5T-0O0KEOET VIEELEE Z B,
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AAFFED BT ATFALABIE DB BIER SN D A = AL ERIENBEREIND A =
A% THfaEiE ) BGICER LTI L, IREZ —5 y N D51 /3A Y = A %[
ETDHIEThHoTe, 1970 412 Reed DL, ITHLAIAE D BIZ 13T & D2 Bl o -
n—UHETCH D LD R, AR 0 HIRAE LT, PR ORE AR TR 2 1,
BORTFFLADIE & RIEFREANTALALIE D B RN E . A 31 R IE DR A
TLEBRBLEERMAN 7 o — U BiET 52 LI AL S AR 2 e =
—] ThHdHILEMIABT HATRZFF7- (Kuboetal, JID2019), AMFIETiL, 2 B
Ja23E 0 OB AR A Lo Can=—%2 BT 2/MIEYFA D=L &
B & B AERVAE B A T 5 a2 n == RICB W CRRMICE R SE S & 2
A RTZATRDBERLIIND A=A L% 28 & By AR & O] THE T SHH
JaBt A BBICER L TIN5 2 L2 BRI & LTz,
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BB TS DOIRZEG & IEH MO FNE NN HHEST U 7= W ES 2 2 B O WS & fifAT
MVD BEXOMVK 25 4235/ KO~ 7 ADMESL, BLXO'Kl4cre ERT v 7 A &
nT/mG ~ U AL DEITFEbEEZB L, ZNENOEY A 7 R~ ADIEH,
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BRI FLALIE 46 B, I XY OH#EANTFLAIE 7 61, BT ILAIIE 5 oA
S8 & ERE L, JRIK & 72 5 BB FREAL DR AT o 7o, FERRIT LA LIAE 46 41+ 29
%1725 MVD, 6 5175 MVK. 7 {53 FDPS |Z germline ZZ% %A L T\ /=, £7= 29 f5lo> MVD
25 5 22 B3 H AR N D founder B LB 2 HiLD c.7T46T>C LR EZHF LTz, #EFERIT
FLALIE 29 Bl 4 51]7C, BEAIOFRINE G TIORFEIEE B 258D e oo 7z, #RRITFFLAILAE
5 il 2 {573 MVD |~ germline 2R 44 LT\ =, 5%V 3 ] CIEEEE DR K (S T 129 R
PHEREZZBD 2D o7, I OE AT AL AE 7 6179~ TBEA OJR R BRI
PR ZZRO T, R DIRNT ORGSR, FBRKELE T X Z[FE L, XBIEFEDOR
FEREIZE Y, v/ A RTATONUOREIBEOREN X Ba1D/ v 7T 0 M
AT 100% 5D 5N TEY, 2/ A4 KT AT OIMUDIEF Tl X BIE FPEWDOIDL
MRDHNDZ L ER LI, T72b5, ITHAEDRZNE LMD 7 v — PG
WCEVAELCTWAZ EEYIOTIEATAZ ENTET, U EDORRELY | TFHAIED
BB 23\ C 2 FFHO Bp ZfaE N 82 L TR Y | 20~ CaLv /A4 K
TATBIERLSNTND Z ERHLNIRY | 2 FEO R 5 aEMA R T 2 HICE
WTHITEBE A 23 E U, 2 ORISR, MIIZERFHEEINTaL /A R ATRBRI LT
BAREMED R ST, R DT OO~ T AT VOEHBLETH H, MVD,
MVK, X SICHHEREGET X OKE~ 7 2% EH L=, nT/mG ~ 7 235 L O Kldcre
ERT v~V X L DENFHDOEZE L T, IFAAMIEET L~ U ZAZERF THY | K~ v
ZET VA AW THAEICK T 2 Mg G B R O 2 D TIT TETH 5,
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