Clinical Timeline
Diagnostic and therapeutic journey
	Date / Age
	Presentation
	Investigations / Findings
	Diagnosis
	Management

	2017
(age 14)
	Recurrent flaccid quadriparesis.
	Hypokalemia (K⁺ 1.7 mmol/L); raised CPK (17,384 U/L).
	Hypokalemic periodic paralysis.
	Intravenous potassium supplementation.

	2019
(age 16)
	Low back pain associated with weakness and myalgia.
	Hypokalemia; raised CPK.
	Hypokalemic periodic paralysis under evaluation.
	Occasional oral potassium supplementation, discontinued by the patient.

	2022
(age 19)
	Persistent weakness, myalgia, and back pain.
	Raised TSH; NCS and EMG showed non-inflammatory myopathy; hypokalemia; raised CPK; reduced Hb.
	Hypothyroid myopathy mimicking periodic paralysis.
	Levothyroxine; oral potassium.

	2023
(age 20)
	Polyarthritis involving large and small joints; low back pain with radiculopathy; weakness; myalgia.
	MRI of the pelvis: bilateral sacroiliitis; HLA-B27 negative; normal ESR and CRP; reduced Hb and vitamin D; hypokalemia; raised CPK.
	HLA-B27-negative ankylosing spondylitis; hypokalemic periodic paralysis; hypothyroidism; iron-deficiency anemia; vitamin D deficiency.
	Tofacitinib; sulfasalazine; ibuprofen; oral potassium; levothyroxine; oral iron; vitamin D supplementation.

	2024
(age 21)
	Joint pain, back pain, weakness, and myalgia markedly increased in intensity.
	Persistent hypokalemia (K⁺ 2.08 mmol/L); raised CPK.
	Recurrent hypokalemic periodic paralysis; hypothyroidism.
	Potassium supplementation resumed.

	May 2025
(age 22; our center)
	Severe back pain; height loss; increased myalgia; joint pain; severe weakness; difficulty walking; disproportionate short stature; pigeon chest; weight loss; polyuria.
	Hypokalemic hyperchloremic normal-anion-gap metabolic acidosis; hypocalcemia; hypouricemia; hypophosphatemia; raised urinary pH; proteinuria; hypercalciuria; normal ENA profile; bicarbonate load test showed urine pH 8; ultrasonography and X-ray: nephrocalcinosis; BMD: severe osteoporosis; X-ray: osteomalacia; MRI: bilateral sacroiliitis; normal CRP and ESR; reduced vitamin D; reduced Hb with iron profile.
	Recurrent hypokalemia due to dRTA with severe osteoporosis and osteomalacia; hypothyroidism; iron-deficiency anemia; vitamin D deficiency; seronegative spondyloarthritis.
	Potassium citrate; sodium bicarbonate; injection teriparatide; vitamin D; calcium; levothyroxine; iron; sulfasalazine; ibuprofen.

	December 2025
(age 22; follow-up after 7 months; our center)
	Low back pain persisted but was reduced in intensity; weakness and myalgia had markedly improved.
	For confirmation of primary cause of RTA and the rare association of ankylosing spondylitis with it, whole-exome sequencing was performed.

Findings: Heterozygous/autosomal-dominant GATM (NM_001482.3) gene c.181C>G/p.Pro61Ala variant associated with Fanconi renotubular syndrome 1 (OMIM #134600), a VUS missense mutation in exon 2.

Additional findings: X-linked recessive/hemizygous TRAPPC2 (NM_001011658.4) gene c.176T>C/p.Met59Thr variant associated with spondyloepiphyseal dysplasia tarda (OMIM #313400), a VUS missense mutation in exon 4.

Sanger sequencing of the mother was performed: heterozygous TRAPPC2 (NM_00101011658.4) gene c.176T>C/p.Met59Thr variant, rs2046291142 dbSNP ID, in exon 4.

Pelvic X-ray: narrowing of the pelvis, pubic symphysis diastasis, and bilateral sacroiliitis. Dorsal spine X-ray: kyphosis. L/S spine X-ray: flattened vertebral body (platyspondyly) without a characteristic hump.
	Recurrent hypokalemia due to dRTA with genotypic pRTA, with complications in the form of severe osteoporosis and osteomalacia and possible SEDT; hypothyroidism.
	Sulfasalazine discontinued; previous medications continued: potassium citrate; sodium bicarbonate; vitamin D; calcium; levothyroxine; injection teriparatide. 

	2026
(age 23; follow-up after 1-year; our center)
	Pain-free, with no other active complaints apart from posterior protrusion of the buttocks.
	Repeat DEXA scan showed marked improvement in BMD.
	Recurrent hypokalemia due to dRTA with genotypic pRTA, with complications in the form of osteoporosis and osteomalacia and possible SEDT; hypothyroidism.
	Previous medications continued; injection teriparatide.


Abbreviations: BMD, bone mineral density; CPK, creatine phosphokinase; dRTA, distal renal tubular acidosis; DEXA, dual-energy X-ray absorptiometry; ENA, extractable nuclear antigen; Hb, hemoglobin; L/S, lumbosacral; NCS, nerve conduction study; EMG, electromyography; pRTA, proximal renal tubular acidosis; SEDT, spondyloepiphyseal dysplasia tarda; TSH, thyroid-stimulating hormone; VUS, variant of uncertain significance; WES, whole-exome sequencing.
