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15303
lymphedema-hypoparathyroidism syndrome
Eponyms:
Inheritance:
hypoparathyroidism-lymphedemanephropathy
nephropathy-hypoparathyroidismlymphedema
supposed autosomal recessive
Semeiological Cardio-cutaneous-endocrino-oculo-urologic disorder. Congenital lymphedema, short stature,
brachytelephalangy, dry/thickened skin, facial hypertrichosis, mitral valve prolapse, cataract, ptosis,
Synthesis:
nephropathy.
Group
Sub group
Signs:
CARDIOVASCULAR DISORDERS
cardiac congenital defects
mitral valve, defect
mitral valve, prolapse
DERMATOLOGICAL DISORDERS
cutis, changes in appearance and/or features
cutis, dry
cutis, thick
lanugo, modified appearance
hypertrichosis, hirsutism
nail changes
nails and/or toenails, short, narrow, anonychia
ENDOCRINOLOGICAL, METABOLIC DISORDERS
parathyroid, changes
hypoparathyroidism
LABORATORY DATA
biochemical markers
metabolic defect
parathyroid hormones, modified functions
parathyroid hormone, parathormone (PTH) ,
low levels
plasma electrolytes-inorganic constituents,
modified functions
calcium , low levels (hypocalcemia)
plasma proteins, anomalies
hormones, dysfunctions
urine, constituent changes
proteinuria, albuminuria
OCULAR DISORDERS
eyelids, anomalies
eyelids, ptosis
lens, defects
cataract, no isolated defect
cataract, unspecified type
OROCRANIOFACIAL ANOMALIES
facies, modified appearance
dysmorphic face
forehead-orbital region, changes
hypertelorism
inner canthi, lateral displacement
nose, modified appearance
nasal bridge, nasal root, broad, wide, squared
OTHERS
supergroups
cardio-cutaneous-facio disorders
cardio-cutaneous-oculo disorders
cardio-facio-neuro-skeletal disorders
cardio-facio-urological disorders
SKELETAL DISORDERS
lymphedema-hypoparathyroidism syndrome
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brachydactyly
brachydactyly, brachyphalangy, in syndromic
association
brachytelephalangy
stature, growth, modified habitus
stature, short, including micromelia, including
short limbs
UROLOGICAL DISORDERS
renal dysfunctions
renal failure, including: nephritis,
pyelonephritis, glomerulonephritis
Super group:
cardio-cutaneous-facio disorders
cardio-cutaneous-ocular disorders
cardio-facio-neuro-skeletal disorders
cardio-facio-skeletal disorders
cardio-facio-urological disorders
endocrino-ocular disorders
Super aggreg. METABOLIC DISORDERS
hormones, dysfunctions
Aggregations:
OTHER
cataract, not isolated defect
dysmorphic face
Differential
diagnosis:
Bibliography
1100
28561
28559
28163
15880
18430
Albright osteodystrophy-1
Albright osteodystrophy-1, X-linked
Albright osteodystrophy-2
lymphedema, hereditary I
McDonough syndrome
Noonan syndrome
OMIM ID: 247410
lymphedema-hypoparathyroidism syndrome
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