
(T52R)
(W8X) 

(L56R)

6_7insT

(P156LfsX100)

(T119N) 
(L118P) 

(S111RfsX66)
(L98SfsX8) 

(G82D) 
(G63DfsX95)

(P3SfsX62)

(D166G)
(N172K)

(L173CfsX8)

(Q289X)

(G483R)

(Q250P)

(E361X)

(H270Tfs50X) 
(Q283Kfs37X)

(G253Vfs89X)

(R351Afs16X)
(P481L)

(C238X)

(P195L)
(S191R)

(I193F)

(L231Rfs24X)

(T181Hfs11X)

(L205Pfs102X) 

(I182Sfs74X) 

(R221P)

(exon5 skip)

(Y220_L222del) 

(R251PfsX53)

(A267PfsX53) 

(A307PfsX13)
(L308CfsX12)

(N142Y) 
(S145N) 

(L159PfsX20) 
(Q160Pfs19X) 

(L254AfsX88) 

24G>A
155C>G
177T>G

187 +1G>A
245G>A 

333_334del
353T>C 

291_292insT

356C>A
424A>T
434G>A

467del

478_479 insCTCC
475_476 insCTCC

497A>G
516C>A

516 del
541delAC

543delC

577A>T
571A>C 
584C>T

613dupC

662G>C
659_667del

695delT
696+4A>G

749A>C
750_757del

714C>A

757+1G>T 
757+2T>C 

798delC
808delC
847delC
865C>T

918del
922del

1051delC
1081G>T

1442C>T
1447G>C

553_565delGTCCCCCTTCTCG (non mRNA)

(N172K)516C>G

231 ins 
retoro-
transposon

Mutations in PNPLA2 in patients with NLSD-M

(kindly provided from Yasuhiro Hara, PhD, Osaka, Japan)
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Global Distribution of Patients with NLSD-M 

1

1

1

ChinaUSA

Brazil

Australia

(Hirano K, et al. Human Pathobiochemistry 2018, updated)



Patients with disabling, uncertain myopathy, or hyperCKemia

Jordans’ anomaly,
detected in blood smear
or automated hematology analyzers

Genetic test for PNPLA2

Simple diagnostic algorithm for NLSD-M


