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Phenotypic stratification and genotype-phenotype correlation in a heterogeneous,
international cohort of GNE myopathy patients: First report from the GNE myopathy
Disease Monitoring Program, registry portion

Oksana Pogoryelova, Phillip Cammish, Hank Mansbach, Zohar Argov, Ichizo Nishino, Alison
Skrinar, Yiumo Chan, Shahriar Nafissi, Hosein Shamshiri, Emil Kakkis, Hanns Lochmdtiller

GNEM-DMP(GNE myopathy Disease Monitoring Program)®
GNE =A/(F-EREFRD/\ - bOIR TR S
— http://www.sciencedirect.com/science/article/pii/S0960896617305709?via%3Dihub

GNE ZA/\F—EFRESERIC. 2014 £ 3 A5 2016 F 10 AORICEERUIZ 269 ADS5 150 ADEES
ADEHREEEDIEBDTY . BAEEDZE1L(E. GNE myopathy functional activity scale (GNEM-FAS)
WSHITEIEERF C-9.6%. FITABIRERF CT-3.2%LE T U. 1 FFRIT 4.3%NSITRIRENSHITABIREICR
DFEUIZ, RAENSEAFTEAETOFEE 11.9 FTUR. BENSIER TR E TICHIDOIIF/E = 21D
BN, 5.2 F£TUR, FLBEGEERIABOBTOBEREBASNTOVET, XL, p.Alab62Val (F.
p.Val727Met ¢EEEL T, EERKRIABELAFZENHINBULNER A FLIEBL—ARXAVENA R —ARX
1 ENTNICEENDINTIESAKTIE, EEBN—DICZDNZEENHIENLINBEEDRIREZEZELT
WET ., CORFEDOFIREHZEDD. GNEM-DMP (CLo TRIMEE(CREADEITZCERUTUK T LT, AR R
PREAFTOE TR TEE THD. SHRDBGE -RIABOBEEEZIASNIT BIdICBRILELTVET.

Bk
SRS FEREINBBENTSVET DERTE,

Remudy Z1-Al5- 117 =


http://www.sciencedirect.com/science/article/pii/S0960896617305709?via%3Dihub

