W51 E s E R ERFEMENRIZRE Vol.51 No.5
2024 410 A Journal of International Neurology and Neurosurgery Oct. 2024

-¥EE - iR -

fe2-Lifm CRMEisfr P EEREIR

N,

LS

(B2 -IE S5 C R 97 ¢ B+ R AR 6 T4

8 e B -V CRL(NPC) & — o UL Ao U 6 AR B P £ i BRI PO | 3228 SR R 2 AR o R e VA I B 1203 Y I
IRRIMEHFE, R AE , LR Z R, i TIRRRIZ R 2, RO RS RS . MR, B
FRGAEIR B WO T, EH AT BOR BB A Y10 BRI & SR R NPCLE IR RIZ W TR YT B A B A5 B 45 T 4%
BT B (BRI % 22Dk R, ELFE P i = G — B2y i s R . Ol A aeast 2 ) BT, 412 8 ) PN I R R TG NPC 35 047
PRAIZYT , B RS T 5y E N AMECHE R L IR G IR A IT 4520, 456 L RAUR B IR R0, &3t R E1Tie
AL T (2 2 - VT 5o C B2y i B G AR o IR LA PR RS S S 1), VRN 28 T NPC Y5 S &R AL 2 Wi
T GRYT FBOGRAL S T 2 R T SO A IIFRHE , A T B XS IR R 2 IRy 7 AT AR, B AE T Bl DA = 0T 3 50
FHNPC B, W0 B AR IS B AU , I 0 I RS et 2%

[EFR#ERFMEIIRIFESE, 2024, 51(5): 51-60]
KA B2 DU R C L 20T A7 3R

HESKS R741 DOI:10. 16636/j. cnki. jinn. 1673-2642. 2024. 05. 007

Chinese expert consensus on diagnosis and treatment of Niemann-Pick disease type C
Work Group of Chinese Expert Consensus on Diagnosis and Treatment of Niemann-Pick Disease Type C

Corresponding author : XIAO Bo, Email : xiaobo_xy@126. com

Abstract: Niemann - Pick disease type C (NPC) is a rare autosomal recessive lysosomal storage disorder that mainly
involves the nervous/mental system and visceral organs, with diverse clinical manifestations, age of onset, and symptoms.
There is a lack of specific clinical manifestations, which often leads to misdiagnosis or missed diagnosis. Symptoms of the
nervous system gradually aggravate with disease progression, which may cause disability or even death in severe cases.
Although the advances in current medical techniques have greatly improved the clinical diagnosis, treatment, and long-term
disease management of NPC, there are still challenges and a lack of unified criteria for consensus for diagnosis and
treatment. To address these clinical challenges and promote the standardization of NPC diagnosis and treatment in China, a
group of experts conducted a comprehensive review of the latest guidelines, consensus statements, and research findings of
clinical cohort studies in China and globally and discussed and developed Chinese expert consensus on diagnosis and
treatment of Niemann-Pick disease type C with reference to the clinical experience of group members. Guided by related
clinical issues, the consensus introduces the definition, pathogenesis, diagnosis process, treatment measures, and genetic
counseling regimens of NPC, proposes the criteria for disease staging, and incorporates the treatment and management
recommendations for patients with different clinical manifestations, in order to help clinicians with the effective
management of NPC patients, improve the quality of life and prognosis of patients, and provide an important reference for
clinical practice. [Journal of International Neurology and Neurosurgery, 2024, 51(5): 51-60]
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