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Advances in studies on genetics of syndromes combining sensorineural

hearing loss with scoliosis

Summary Sensorineural hearing loss and scoliosis are common in several disease groups, such as hereditary

connective tissue syndrome, hereditary motor and sensory neuropathy, lysosomal storage syndrome and endocrine

disorders. These diseases have significant phenotypic diversity and genetic heterogeneity, different subtypes show

inconsistent characteristics of deafness. Moreover, subtypes with similar clinical manifestations have different ge-

netic mechanisms. Using new generation sequencing technology, considerable progress has been achieved in these

diseases. This paper reviews clinical manifestations and genetic mechanism of syndromes combining sensorineural

hearing loss and scoliosis.
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T R A i (i L BB A K AZ PR AL T A DG 1 3L
Ji. AT EESE COL2A1 7% 5+ 5] SNHL i J5 [N 2 —
(Slepecky %,1992) , KL 2oy ) 3 20 1% S & 0T
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CMTAC B#E T 77 % (10/13) A MY, 62 % (8/
13) fR4% BE ) 8 BF SNHL, —F% &I ATED 80, )
PR KR AR WL ~25 B,

CMTAH 2 5 Y o 04 Btk 15t 4% 1) i i i 72
CMT, 1 FDG4 3N A 5101, 5 8k i 2218 i) &
BEAB B AL PR A 2 B SR R g AT B
M frabin & CDC42 B9 —/> GDP/GTP & #H H ,
HANSEALEEHEE ERRTIE ESLT.
iR A A R B R AR . A R iE
57 % FDG4c. 724C>T p. Arg242X 5l W T
AP AT R BUIR 52 A0 2 A L R
g T WL | [ I A 00 SNHL iz A A
Y 2 5 A 0 A M, B B A
3 AEETRE

Vs A I FRUIE 2 — 28 st AR M A R T 0
A PRRH DG il Y e =, | R T A ) R 1 R
YTERI RS R B, 24522 50 KFfh
ZEANERAY, AR LR e AR R AT o
3.1 KiZBEmIVA A

7 22 B 9 HR B 11 DR 2% B0 0 i i 2 1) 2 mT 4y
N9 Fh, FHo IV A A X FR Morquio ZE & fiE. M



E

S o A5 AR R P M 2 A DG SR B R B8 A% 2 T A + 559 -

GALNS #5527 5| e 1% 3L I 4 15 2 7L B5-6-7t iR
s i, 2 5 f 5 (BT IR E R o e AR, A Sk
il GALNS 3 H4 A48 57 . 502_503 del GG ins
TT p. Glyl68Leu 5| A Z 855 IV A B, H 3L 43
I AR I AN AR B B R R R I 2 R I
- N T 1A R N 1 (= - = | IS M 1
WEEEE AT . BERERE BN, 5 P}
F4R B SNHL. A I8 # A B,
3.2 o H BB RBUE

o~ R BEAF 7 FH SE (a-Mannosidosis) & H T
MANZ2BI 3R 4G4 5 FEBOF MR oo H 28 1
fifg il =, 51 2 DA G g8 R BF T R S R ORI g i
B3 A R B 75— ol 5 DL A 3 R O REURE B A LR
R L) 1/500 000, 8z rh FE A AR, Kb
FE SNHL A [a] i B L {H R % 52 Zom AE =70
4 HRWEILHEXEEIE
4.1 e RPERAEPEGZAE 3 7Y

SR M EAR R B = 5E 3 B (combined pitui-
tary hormone deficiency-3, CPHD-3) & 2 3 {& I
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Baumann Ehlers-Danlos % & fif & & FKBPI14 L2 16 A4 | p. Glul22Argfs * 7 homo
S iy 2 #Y
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JHE & WUZE i 4C BY SH3TC2 5 56 % H p. Tyr1107 * homo
JHE & WUZE i 4C BY SH3TC2 s 68 7% H p. Arg954 * /p. Leull126Pro
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Kondo %54 HEH WLZESi0E 4H B FDG1 B 65 HA p. Arg242 * homo
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