
SUPPLEMENTAL TABLE 1. Hannula-Jouppi et al. Nagashima-type palmoplantar keratosis in Finland caused by a 

SERPINB7 founder mutation  

 

SERPINB7 mutations in NPPK. Founder mutations are highlighted in bold.  

 

 Nucleotide change Aminoacid change Ethnicity Founder effect Reference 

1 c.122_127delTGGTCC p. 41_42del Chinese  Zhang et al. 2016 

2 c.218_219del2ins12 p.Gln73Lfs*17 Japanese  Kubo et al. 2013 

3 c.271delC p.His91Tfs*9 Chinese  Hua et al. 2018 

4 c.336+2T>G Predicted splicing  Japanese  Mizuno et al. 2014 

5 c.382C>T  p.Arg128* Japanese  Katsuno et al. 2017 

6 c.455-1G>A p.Gly152Afs*6 Japanese  Kubo et al. 2013 

7 
c.455G>T  p.Gly152Vfs*21 

Chinese 
Japanese 

Chinese Possibly 
Japanese Possibly 

Yin et al. 2014 

8 
c.522dupT p.Val175Cfs*46 

Chinese 
Japanese 

Chinese Possibly 
Japanese Possibly 

Yin et al. 2014 

9 c.522insT p.Val175Cfs*46 Korean  On et al. 2016 

9 c.636delG p.Lys213Sfs*12 Japanese  Nakajima et al. 2016 

10 c.650_653delCTGT p.Ser217Lfs*7 Chinese  Yin et al. 2014 

11 
c.796C>T p.Arg266* 

Chinese 
Japanese 
Korean 

Chinese 
Japanese 
Korean 

Kubo et al. 2013 
On et al. 2016 

13 c.830C>T  p.Pro277Leu Japanese  Shiohama et al. 2015 

14 c.1136G>A  p.Cys379Tyr Finnish Finnish This report 

 
 
Hua S, Miao X, Mao W, Hua L, Chen J, Li B. A novel frameshift SERPINB7 mutation in a Chinese case with 
Nagashima-type palmoplantar keratosis: case report and review of the literature. Clin Exp Dermatol. 2018 
December 01;43(8):953-5. 
 
Katsuno M, Shiohama A, Aoki S, Kitamura H, Sasaki T, Amagai M, et al. Novel nonsense mutation in SERPINB7 
and the treatment of foot odor in a patient with Nagashima-type palmoplantar keratosis. J Dermatol. 2017 
July 01;44(7):e147. 
 
Kubo A, Shiohama A, Sasaki T, Nakabayashi K, Kawasaki H, Atsugi T, et al. Mutations in SERPINB7, encoding a 
member of the serine protease inhibitor superfamily, cause Nagashima-type palmoplantar keratosis. Am J 
Hum Genet. 2013 November 07;93(5):945-56. 
 
Mizuno O, Nomura T, Suzuki S, Takeda M, Ohguchi Y, Fujita Y, et al. Highly prevalent SERPINB7 founder 
mutation causes pseudodominant inheritance pattern in Nagashima-type palmoplantar keratosis. Br J 
Dermatol. 2014 October 01;171(4):847-53. 
 
Nakajima K, Ishiguro M, Shiohama A, Kubo A, Sano S. Novel frame-shift mutation in SERPINB7 in a Japanese 
patient with Nagashima-type palmoplantar keratosis. J Dermatol. 2017 July 01;44(7):841-3. 
 
On HR, Lee SE, Nomura T, Miyauchi T, Suzuki S, Shimizu H, et al. Identification of SERPINB7 mutations in Korean 
patients with Nagashima-type palmoplantar keratosis. J Dermatol. 2017 July 01;44(7):840-1. 

file:///C:/Users/hannukat/Downloads/ced13682-sup-0001-tables1.docx%23_ENREF_13
file:///C:/Users/hannukat/Downloads/ced13682-sup-0001-tables1.docx%23_ENREF_13
file:///C:/Users/hannukat/Downloads/ced13682-sup-0001-tables1.docx%23_ENREF_13
file:///C:/Users/hannukat/Downloads/ced13682-sup-0001-tables1.docx%23_ENREF_13


 
Shiohama A, Sasaki T, Sato S, Sakabe J, Ito T, Isoda H, et al. Identification and Characterization of a Recessive 
Missense Mutation p.P277L in SERPINB7 in Nagashima-Type Palmoplantar Keratosis. J Invest Dermatol. 2016 
January 01;136(1):325-8. 
 
Yin J, Xu G, Wang H, Zhao J, Duo L, Cao X, et al. New and recurrent SERPINB7 mutations in seven Chinese 
patients with Nagashima-type palmoplantar keratosis. J Invest Dermatol. 2014 August 01;134(8):2269-72. 
 
Zhang J, Zhang G, Ni C, Cheng R, Liang J, Li M, et al. Nagashima-type palmoplantar keratosis in a Chinese Han 
population. Mol Med Rep. 2016 November 01;14(5):4049-54. 


