JOURNAL OF RARE AND UNCOMMON DISEASES, MAY. 2023 Vol.30, No.5, Total No.166

- E -
HMERABERE. MODYS—HIlIiRERRZHNF-1RERET R 731
% T R EAE Haksh LE#E

LABINKRZE) | EEFARE) LEEBRAMN) LEERN D iR & 517 (AR XM 450053)
LEHERAZMEILR) L EERER) LEEFHOA D BEE EHRH (LR 100045)

(FEZ] BN RT—BIENRIRAE T2, FLFERRIMARERF(MODY)5EE) LHWIRRRIRBEZR R, UWHIRKEERRIRG, FHE BT HF—H5
MODY5%)LIVIRARRIN. HiphE, BISEENFRNZE) INKXARER, &R 115, KH/LE, RANZIK, FEEHN, nE. BEDIEE0E
ftE, EBMRIETREMNRRABTIR, £RBERFER THERRRBWATT, FIMEEFITRE,SNORZBERINET. SEENFRRHNF-18
BERFERALTRC.T748T>C(pY250H), AKRIREIHFER, Lig HNF-1PERTRAISHMODYS. BRABAR. BEMESMHRY, £EIARZE
BEITFERRTRESRG, #RF2, ARG, TR BTHNF-1PERERE.

[X5237] HNF-1REE; SMFER
[FE5H2S] R587.1
[XEATRIREE] A
DOI:10.3969/].issn.1009-3257.2023.05.001

{B8A%£; MODY5

Clinical and HNF-1B Gene Variant Analysis in One Case with
Agenesis of Dorsal Pancreas and MODY5
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Abstract: Objective To explore the clinical manifestations and genetic characteristics of a case with agenesis of dorsal pancreas and type 5 maturity onset
diabetes of the young (MODY5), in order to early identified by clinicians. Methods The clinical findings, auxiliary examination and genetic testing
of a child with MODY5 were analyzed retrospectively, and their families were genetically tested by high-throughput sequencing. Results An
11-year-old female child with polydipsia, overweight, significantly increased glycemic and HbA1c, abdominal MRI indicated agenesis of dorsal
pancreas, after intensive insulin pump treatment and stable glycemic control, treated with oral metformin. High-throughput sequencing suggests
the presence of a heterozygous variant ¢.748T>C (p.Y250H) in the HNF-1f gene, which is an unreported novel variant. Conclusion HNF-1B gene
variation can lead to various manifestations such as MODY5, pancreatic dysplasia, and kidney cyst. A comprehensive understanding of the disease
is helpful to make timely identification in clinical practice, avoid missed diagnosis, and judge the prognosis. The novel variant locus extends the
HNF-1B gene variant spectrum.
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