H271 B T E SRR E Vol.27 No.5
202545 A Chin J Contemp Pediatr May 2025
doi: 10.7499/].issn.1008-8830.2411150
T A

NDUFAF2 KPR 1 il

ST

(R 336
(5 M EARKFWEELILEES P oFHEILA, AN

T4 #)

510600)

(HZ ] BULAIL, AJ51d, WERZrEmtishbkes RARE, SRR 75 ilish ks EiEfr e, BRI

WA OER . RREINETHINF IR B NDUFAR2 3L G 245G 78 5+

¢.192del Flc.192_193del, 434514

FIACHE, 56 G B gl o SR N L2 e W BOR P AR b . PGS SRR Rl sl k95K S0 WUIB TR, 2

|

=)

HLBEAG AR WUINE B AN K B AR . NDUFAF2FER RAE SERMZ S T BRZAEMSC, 20 ok S

TR LA PRI B ki He ORI, O Bk PR Sl K i i (938 A2 DR AR BURT RS, et A 2 RO B A 2R L

FURES I SE A A E 2

[HREHRILBRE, 2025, 27 (5): 609-612]

[RE&iA | UL TEMiskm s NDUFAF2EEA ; 8= L

NDUFAF?2 gene mutation presenting as primary pulmonary hypertension: a case

report

YAN Xiao-Dan, CHEN Yan-Yan, TAO Li. Department of Neonatology, Women and Children's Medical Center Affiliated to
Guangzhou Medical University, Guangzhou 510600, China (Email: 993260113 @qq.com)

Abstract: A male neonate was admitted on postnatal day 1 with persistent pulmonary hypertension. Despite

aggressive treatment, the pulmonary hypertension progressively worsened, leading to early right heart failure. Whole-

exome sequencing of the family revealed compound heterozygous mutations c. 192del and c. 192 193del in the

NDUFAF?2 gene, inherited from each parent, meeting the pathogenic variant criteria of the American College of Medical

Genetics and Genomics. Autopsy showed pulmonary artery dilation and myocardial hypertrophy, with no evidence of

alveolar capillary dysplasia on lung tissue electron microscopy. Mutations in the NDUFAF2 gene are associated with

mitochondrial complex I deficiency. This is the first reported case associating NDUFAF2 mutations with neonatal

primary pulmonary hypertension, providing new genetic evidence for this condition and highlighting the importance of

genetic and pathological studies in severe neonatal diseases.
[Chinese Journal of Contemporary Pediatrics, 2025, 27(5): 609-612]
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