JOURNAL OF RARE AND UNCOMMON DISEASES, JUN. 2022 ,Vol.29, No.6, Total No.155

- *EE‘#:JE:/H\:-I‘/\ -

BRI HERMMENISH. AT SMERILR"

EEBE K R OKREXR L #k IRgT i
FEASNRRDSHEREFASHTEES S, I ERBEREES.

JERFNREDSZEERHFE; IREFSFELHFNS;

FEEMDS) RS 2RNBEERHFH. SEREFTUERSRREEHEARECEH; PETMBEZRETMBSERNETILERS. ) IERESR;

RNEDROHAFREEFTERRPL; (FMERRE) BEERS

(BE] sREFRERLER—ASLORER, SEEEEMFEREERAL. TREFESREFHERMED, WRNE-SHBRZE. TRENSHERITRIBHRZENEERR
BHRBBRZERNANSABREYRRERIE, MERIAEERNTSHRER_BRNESHBEESRERME, FEEERROERRR. R, HERBe. HEHRZ
%, LALGIERETRNSREYRARE. $NTRFEESENSEALMERME, FRAFTRAEHITET. MLUSREFRIERMVENPIERE, BRNSERET
Kitig, UeERERaBRMENRE. 2. BTN Es, E5ERIMENKRIER, FITHAHR,

(k5] BAFRaR, SREFRERNE; #ER, R, 98K, R
(FEDES] R591.42+4
(ERATIRED] A

(BE7E] ERERAITRI(2019YFC1005100); ERBATFEE(82000850); HIIMH TIZAAFA TS0 E)4RIEINE (F-2020-799-502615); #iRIE HAEERPEEIRIARHREAE(20195K1010)

DOI:10.3969/j.issn.1009-3257.2022.06.001

The Bxpert Consensus on the Diagnosis, Treatment, and Prevention of Hyperhomocysteinemia*

LI Dong-xiao, ZHANG Yao, ZHANG Hong-wu, WANG Lin, WANG Xiao-jian*, YANG Yan-Iing*.

China Maternal and Child Health Association (Birth Defects Prevention and Molecular Genetics Branch, Early Child Development Branch, Division of Genetics and Metabolism
of Child Diseases and Health Care Branch); Rare Diseases committee of Beijing Medical Association;

Chinese Medical Doctor Association (Pediatric Endocrine, Genetics and Metabolism; Society of Clinical Genetics and Biochemistry, Institute for Adolescence Medicine);

Chinese Preventive Medicine Association (Disability Prevention and Control Committee, Society of Child Health);

Shenzhen Rare Disease Engineering Research Center of Metabolomics in Precision Medicine; Editorial Committee of Journal of Rare and Uncommon Diseases

Abstract: Hyperhomocysteinemia is a group of common metabolic diseases caused by varied inherited and non-inherited disorders. Among inherited hyperhomocysteinemia,
cystathionine B-synthase deficiency, methylenetetrahydrofolate reductase deficiency, and methionine adenosyltransferase deficiency manifest as isolated
homocysteinemia, whereas cobalamin metabolic disorders can lead to methylmalonic acidemia combined with homocysteinemia. Non-inherited diseases, such as
deficiencies of cobalamin, folic acid, vitamin Bg and betaine, can also cause hyperhomocysteinemia. The treatment strategies should vary according to the cause of
the diseases. In order to improve the strategies for the treatment and prevention of hyperhomocysteinemia, domestic multidisciplinary experts made fully discussion
on the etiology, diagnosis, treatment and prevention of hyperhomocysteinemia on the basis of both domestic and international experience and guidelines, and

reached this consensus.
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