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Abstract

By reporting the clinical characteristics, diagnosis and treatment process of a rare case of primary
hypertrophic osteoarthropathy (PHO) complicated with colonic adenoma, the aim is to enhance the
clinical understanding of this disease. In this case, we present a 60-year-old male who developed
nodular thickening of the skin on his head and face, club-like fingers and toes, and thickened peri-
osteum at the age of 2. He did not receive formal treatment. This time, he was admitted to the hos-
pital due to epileptic seizures and had a previous history of colon adenoma surgery. Based on the
patient’s medical history and clinical examination results, genetic testing was conducted. A frameshift
mutation of C.310-311del:p.L104fs in the HPGD gene was discovered. Based on relevant literature,
the clinical characteristics of PHO and the causes of colonic adenoma in this patient were explored.
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Figure 1. It can be seen that the skin on the patient’s forehead is thick-
ened and wrinkled (a), and the fingers and toes are clubbed (b, c)
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Figure 2. Shows clubbing of the fingers and toes, thickening of the local diaphysis of
the tibia and fibula, thickening of the periosteum, and degenerative changes in both feet
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Figure 3. Video electroencephalogram of the patient: During sleep, low and medium amplitude alternating waves and sharp
and slow waves occur in the left frontal pole, frontal and anterior temporal regions
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Figure 4. (a~c) FLAIR sequence, (d, f) T2 sequence, high signal shadow of T2-FLAIR in the central anterior gyrus of
the left frontal lobe, slightly high signal on T2WI, no enhancement of the lesion
& 4. (a~c) Flair 51, (d,f) T2 &5, AMEHHREE T2-FLAIR BES%, T2wWI #H5ES, WmitXEid
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Figure 5. Gene testing results: Whole exome sequencing and first-generation sequencing verified that a homozygous
frameshift mutation occurred in exon 3 of the HPGD gene (Chr4:175439135-175439136), resulting in ¢.310_311del:p.L104fs
5. BRERMER: IBEFMNFH—RNFEIE HPGD EFEE 3 SHNEFRE AMFBALZELE(Chra:175439135-
175439136), 5% c.310_311del:p.L104fs
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