Medical Journal of Peking Union Medical College Hospital

- —UIAT ARBRE—RAX+F - &iF -

TBX6 8 3% 5¢ KM & M Y
— —MHEBAEXHEHERESHEM NI R

2 %1,2,3,4, 5D 1,2,3’ %7{\%2,3,4,5, ,U-LEI,ZJA, By £ 01,234
o B REBE AL AR BE ' R 2 IR I A BT T T A R A AR R R S N S
* BEXEEAE I R AR BEEERAAE TG, e 100730

WEFEE. % ™, E-mail; dr.wunan@pumch.cn

5%, E-mail: qguixing@126.com

&

[FZ] SERMEEHEMN (congenital scoliosis, CS) ZEIE T HHHLE »HEREFERTE, BAH#RE
P, WIBE, HRIEL GRS, HEERFEN K TUENZTT AR, BAr, X T8RP 9% E 22097 1
TRF, HEez BB B, 882700 MRIEINII A I, 1697 7 1 2 DL BT AR E 0 1 & R i w3l |
TRF BRI A . B, PR AERTIE B0 0912 W 7 16 AR &0 X 2 1 B 0B S AT Bl PRBF R i, I
10 4F5k, dbat R Be B RHAT BA L35 T CS M F (G = MR RIG R, 22K BT T B BR 2 ful B R W R R AL 1 5T
RFR; B KRBTSR, KIIHIBIE T TBX6 3 IO F I & 5 WE RS FE R L [/ 28 Cs, g T —&5
HA- R A, RIIE LT —F 23T CS 0% WA ——TBX6 A3 S8 A A MDY, 5080 T I KX F3¢
— R T RS RTINS B BRI B AL 1102, SCEUI ST MR MR R 1L, N B I T IR 2 T 5 B Ife R
R4 T

[XgiA] ERMEEMY; TBX6; TBX6 HHICHERMEHEHMY; /oFutfe; R H

[FEI4%£S] R682.1; R816.8 [ SCEkPRERD] A [XEHS] 1674-9081(2022)05-0719-06

DOI: 10. 12290/ xhyxzz. 2022-0339

TBX6-associated Congenital Scoliosis ;
A New Congenital Scoliosis Subtype Defined by Chinese

WU Nan'*** LI Guozhuang"**, WU Zhihong>****, ZHANG Jianguo'****  QIU Guixing'*"***

'Department of Orthopaedic Surgery, *Beijing Key Laboratory for Genetic Research of Skeletal Deformity,
*Key Laboratory of Big Data for Spinal Deformities, *State Key Laboratory of Complex Severe and Rare Diseases,
*Medical Research Center, Peking Union Medical College Hospital, Chinese Academy of Medical Sciences &
Peking Union Medical College, Beijing 100730, China

Corresponding authors; WU Nan, E-mail: dr.wunan@pumch.cn

QIU Guixing, E-mail: qguixing@126.com

[ Abstract] Congenital scoliosis ( CS) is a congenital spinal deformity that originates from abnormal

spinal development in embryo. Characterized by rapid progression, severe deformity, and many complications,
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CS brings heavy economic and mental burden to patients and their families. At present, there is no good treat-
ment for the etiology of spinal deformity. Due to the lack of early prediction methods, patients are often not de-
tected until the appearance of malformation, and the treatment is mainly passive, conservative or traumatic
treatment with braces or surgery to control the progression of the disease. Therefore, the exploration of early di-
agnosis methods and effective etiological intervention targets for spinal deformity is currently an international re-
search hotspot. The orthopaedic team of Peking Union Medical College Hospital, focusing on the molecular ge-
netics research and clinical application of CS, has built the world leading genetic research system of skeletal de-
formity. Through a multi-center large-scale cohort study, the team has found and demonstrated that compound
inheritance of a rare null mutation and a hypomorphic allele of TBX6 led to CS. A set of genotype-phenotype in-
tegrated analysis method has been established, which successfully defined a new subtype of CS ( TBX6-associ-
ated congenital scoliosis, TACS) and realized accurate clinical prediction of this unique subtype. With the es-
tablishment of the first genetics clinic of skeletal deformity in China, the clinical transformation of research re-
sults can thus be realized, providing a new paradigm for the etiology research and clinical application of skeletal
deformity.
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