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A Case Report of Hajdu-Cheney Syndrome

CASE REPORT

Eun-Jin Han, Jun-Il Mun, So-Yeon An, Yun-Jung Jung, Ok-Hwa Kim', Yoon-Sok Chung

Departments of Endocrinology and Metabolism, Radiology', Ajou University School of Medicine, Suwon, Korea

Hajdu-Cheney syndrome (HCS) is a rare skeletal dysplasia that is characterized by acroosteolysis of the distal phalanges, distinctive
craniofacial and skull changes, dental abnormalities and generalized osteoporosis. The clinical and radiologic characteristics are
variable and these characteristics progress with age. This syndrome shows autosomal dominant inheritance with sporadic cases.
The genetic defects or molecular pathogenesis of HCS are still unknown. We experienced a case of Hajdu-Cheney syndrome in a
20-year-old man who had generalized osteoporosis with multiple non-traumatic spine compression fractures. He had acroosteoly-
sis of the hands and feet, wormian bones in the skull, facial dysmorphism (mid-facial flattening, micrognathia and bushy eyebrows),
a high arched palate, malocclusion and short dental alveolar processes. HCS was diagnosed based on the clinical and radiologic ev-
idence. For the differential diagnosis, we excluded the other possible causes of the acroosteolysis and wormian bones, including hy-
perparathyroidism, osteogenesis imperfecta, hypophosphatemia and mandibuloacral dysplasia. The specific treatment of HCS is
unknown, but case reports with bisphosphonate treatment have been reported. (Endocrinol Metab 25:152-156, 2010)
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A Case Report of Hajdu-Cheney Syndrome

Fig. 1. Clinical photograph of face™. Coarse face and hair, bushy eyebrow and
micrognathia are observed.

*This facial photograph is submitted with informed consent of the patient for
academic purpose.
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BAAZ: GHE FY Hapol| A wiE L4 7400/mm’, A4 134
g/dL, FaT4 256,000/mm’o|H, Uuslsk At A Folj @ A2 a
16.3 mg/dL, Ao}l 1.0 mg/dL, Zr5 10.1 mEq/dL, 91 3.0 mg/
droiiar, dzhejolAbEs| a4 123 U/L (RHalz] 20-120), N-telo-
peptide 56 nMBCE/mMCr (F3L#] 14-81), osteocalcin 6.6 ng/mL
(ZF112] 11.3-37), intact PTH 21 pg/mL (312 11-62), 25(0H) Vit.
D 4.4 ng/mL G3L2] 9-37.6), 1o 25(0H); Vit. D 579 pg/mL (F314]
20.1-46.2)01%{ck. &5 A 93 mg/dL, 84k 59 mg/dL, FHH 76
g/dL, &4l 51 g/dL, T4 0.7 mg/dLo|¢lal, depdot| e
Aol 9 U/L, ofAmt2 Eqbotu] ol a4 15 U/L, F-E8 48|
£ 140 mg/dL, HDL-ZYAHE 74 mg/dL, SAAH 26 mg/dLE
AAfo|ek F2F] 8 % Zhs 14 mg/dL, ¢l 31.4 mg/dL, creatinine
167.3 mg/dL2 Zr¢e-AFolElH Q] Hl+= 0.08 (FALX] 0.02-0.26)%
7 2270 1eH17,18].
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Fig. 2. Clinical photo of hands. Short and clubbed fingers due to acroosteoly-
SiS.

Fig. 3. Thoracolumbar spine lateral projection shows osteoporosis with bicon-
cave vertebral bodies due to compression fractures.

ATk ZHo] = 85 249 K9] TUEE 12 0547 g/em? (T-
score -5.4, Z-score -5.1), L3 0596 g/cm’ (T-score -5.0, Z-score -4.7),
L4 0.632 g/cm? (T-score -4.7, Z-score -4.4)& T} Total hip 1.002
g/cm? (T-score 0.5, Z-score 0.3), EE7 1.036 g/cm? (T-score 0.7,
Z-score 0.4)0|ih
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Fig. 4. Phalangeal acroosteolysis of hands (A) and feet (B). The osteolysis is
most marked in the middle of the distal phalanges, ranging from loss of part of
the tuft to loss of almost entire distal phalanges. Note cone-shaped distal pha-
langes of the toes due to peripheral acrolyses.

Fig. 5. Persistence of coronal suture into adult life and wormian bones in the
lambdoidal suture are seen.
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Fig. 6. Multiple compression fractures of spine. *"Tc-MDP whole body bone
scan revealed multiple compression fractures in T11 and L2-L5 spines (arrows)
and focal uptakes in right 6th, 7th and 8th costochondral junctions.
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