QOL

L Met SMDK AD Brach

L Met SMDK

Figure 2 Different perspectives in cassification of the TRPV4 bone dysplasias. On the top the dassification into separate conditions; on
the bottom the idea that lethal MD is the severe end of the MD spectrum; there is a region where the dinical features of MD and SMDK
overap; and AD brachyolmia is the mild end of the SMDK spectrum.

[HH#2] Andreucci et al. TRPV4 related skeletal dysplasias: a phenotypicspectrum highlighted byclinical,
radiographic,and molecular studies in 21 new families. Orphanet Journal of Rare Diseases 2011, 6:37.
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Supplementary Table 1. Clinical features of the subjects

Spinal

p  Diagnosis phyglel S Body _ deformity’ Iflfggf Genu valgum  Caudal ail-like  Prominent
proportion®  HE{RZETH YR ZR appendage joints
M1 MD I1m SL S + ) + +
M2 MD 4y SL S + ) “) +
M3 MD NB SL S + ) ) +
M4 MD 3m ST KS + +
M5 MD 4y4m SL KS + +
M6 MD NB SL KS + ) ) +
M7 MD 2y8m SL S + ) +
M8 MD 13y SL KS ) + +
M9 MD 4y4m ST K + “) +
M10 MD 11y3m SL S + + +
Mi1 MD 2y SL KS + ) “) 4
M12 MD 3y SL K + + + +
M13 MD 6y ST K 4 - ) 4
M14 MD 6y ST K + + “) 4
M15 MD 15y SL K + + ) 4
M16 MD 15y SL KS + + + +
M17 MD 18y ST KS ) + “) +
M18 MD 20y ST KS + + ) 4
M19 MD NB SL ) + ) +
M20 MD 3y SL KS + ) +
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M21 MD 10y SL K + + +
M22 MD ly7m SL ) + ) + +
S1 SMDK 10m p S ) ) + +
S2 SMDK 4y ST S + + +
S3 SMDK 3y ST KS + ) +
S4 SMDK Sy ST KS ) + ND +
S5 SMDK 5y ST S ) + ) +
S6 SMDK 5y9m ST KS ) + ) +
S7 SMDK 6y ST K @) + ) +
S8 SMDK 8y ST KS ) + + )
S9 SMDK 9y ST KS ) + ) +
S10 SMDK 10y p ) + +
S11 SMDK 11y ST KS ) ) +
S12 SMDK/BO 12y ST S ) ) ) )
S13 SMDK 16y ST KS ) + + )
S14 SMDK 18y ST K ) ) ) )
S15 SMDK 18y P KS ) + ND )
S16 SMDK 4y ST K + + ) )
S17 SMDK 18y ST S ) ) ) )
S18 SMDK/BO 11y ST @) ) @) () )
S19 SMDK 36y ST K ) +/— ) )
S20 SMDK 9y p ) ) ) ) +

ly: year #-ffn, m: month A fiin. *SL: short limb %2 T %, ST: short trunk 224X, P: proportionate M3, 3S: scoliosis | ZiE, KS: Kyphoscoliosis % I iE, K:
kyphosis £ ZiE. NB: new born #/E)d. ND: not defined, or no data EEFE S 4L T2\ )27 — & 72 L. MD: metatropic dysplasia 2255 VEH B AUE;
SMDK: spondylometapyyseal dysplasia, Kozlowski type #FHE' B 5t 2 2 % iE ; BO: brachyolmia AR HE.
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