(U PR AMB 2 35 (LT ) ) 2024 4F 4 48]

e 21 -

- [ Py i -

e B R FRAEAH IR SLC3A 15 SLC7A9 378
5259 it 5% i3t e

Wk, xS, RaE VT

(LMK E=—BEB WK, L5 100074
2 WAL BE R K R I BE 2 B WAL A SE 0500315
S KEMIBEMMER KRBRA, LR 100024)

WE . MaEBRRIAE (cystinuria, CSNU) J&I IR W ist &0, HE T KIE 35 1 (Solute Carrier Family
3 Member 1, SLC3A1) FEFAEARFHE 79 (Solute Carrier Family 7 Member 9, SLC7A9) W%k
RAZFE, CSNU [ LA G848 K SEP 73 Rl — H A 2 IR R OGTE . A SCEN X CSNU AR SCIE R SLC3A TFISLC7A
PR AL G A I I . B PR R — 3 R M S B3 15 2 A0 5 b JR A — 253k

KB WERIRIE; SLC3ATL; SLC7A9; FEHZEAE; SLP IS ARGk

RESES: R737.25 XHERARIRAD: A XERS:

DOI:

Research progress on mutations and drugs of cystinuria-related
genes SLC3A1 and SLC7A9

Tian Shulin'?, Liu Wei’, Song Yan'’

1. Department of Pathology &Laboratory Medicine, Aerospace 731 Hospital, Beijing 100074, China;
2. Department of Laboratory Medicine, Hebei Medical University, Shijiazhuang, Hebei 050031, China;
3. Department of Laboratory Medicine, Chuiyangliu Hospital Affiliated to Tsinghua University, Beijing 100024, China

Corresponding author: Song Yan, E-mail: songybj@126.com
Abstract: Cystinuria i1s a rare clinical genetic disease caused by mutations in two hot genes, Solute Carrier
Family 3 Member 1 (SLC3A1) and Solute Carrier Family 7 Member 9 (SLC7A9). Gene mutation and
genotyping of CSNU patients have always attracted clinical attention. This article reviews the genetic

mutations, genotype-phenotype correlations, and recent new drug research progress of CSNU-related genes

SLC3A1 and SLC7A9.
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