MINXZZH®R(EFHHR) 2025, 56 (6) : 1542 — 1546
J Sichuan Univ ( Med Sci)

Coffin-Lowry48 & 1F14~ 5K # R &5 5 i [E 285 STk B 55

A%%0, Xk, & RO°
H R B W e LT B SR 1 Lo B LB 540 GRS 611731)

[HE1 BHR BT E Coffin-Lowry ZRAE R WG RFBFB AL RAFAE, ik EIBl—4Coffin-Lowry £75
TEZR Z B AR R L RGN 235 5, 352 ) ST, 45 [l Coffin-Lowry LA 1iE H 5 A I PR 1 B 2L N S i ol . BB R
BIL B, 12, AR A . BT DO R T . A KR, INHBsh A 55 . BILRPS6KAZREN TS W& T &g
€.1603-24> G A T 5878, B R A 2R G 5848, AR SRl Uiedy o LIRS AL 1 R BERAHAH th A AR LRI IR 2, 5 8
JL—3FF2 Wi R Coffin-LowryZE A 1E . 1ZBILREVIRI3S 8 A, UEARFR, TiEH Hl. EITRR RN, HWH286HEHEH,
TN R 2 (100%), NI KB 12881 K T IR (92.6%) . LIk S1158(95.2%) . HEE T35 (88.5%) . B HEM 25 /)5 Y
(45%)% . HAT244 BB FATRE RN R, T G830 12.5%), B 2R 78 5401 (20.8% ), o X RAEI(37.5% ), BIHERAS
Mi1(16.7%), SN TFES201(8.3%), RIS M. it BILENANKET 23k TR, Ik n S e T
18 . WUk K T R 2% & Coffin-Lowry ZE-&1E; JE RGN By T H12 W

[£83R]  Coffin-Lowry Z5A31E  RPS6KA3REIN  whi&EF
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[Abstract] Objective To investigate the clinical phenotypes and genotypic characteristics of Chinese patients with
Coffin-Lowry syndrome. Methods  The clinical data and genetic test results of a family with Coffin-Lowry syndrome
were retrospectively analyzed. A literature review was conducted to summarize the clinical characteristics and gene
mutation characteristics of patients with Coffin-Lowry syndrome in China. Results The proband was a 1-year-old boy
with distinctive facial features, pufty but tapered fingers, hypotonia, growth retardation, and delayed cognitive and motor
development. Genetic analysis revealed a hemizygous ¢.1603-2A>G mutation in intron 17 of the RPS6KA3 gene in the
proband. His mother was a heterozygous carrier. The identified mutation has not been reported previously. The proband’s
maternal half-brother and half-sister also exhibited similar clinical manifestations and were diagnosed with Coffin-Lowry
syndrome together with the proband. The proband was followed up until 3 years and 8 months old, by which time he was
not capable of walking steadily independently or speech. Including the 4 members of this family, a total of 28 Chinese
patients were identified. Their clinical manifestations included special facial features (100%), cognitive and
language/motor developmental delays (92.6%), hypotonia (95.2%), tapered fingers (88.5%), and scoliosis or kyphosis
(45%). Genetic sequencing was performed in 24 patients, revealing missense mutations in 3 cases (12.5%), frameshift
mutations in 5 cases (20.8%), nonsense mutations in 9 cases (37.5%), splice-site mutations in 4 cases (16.7%), and exon
deletions in 2 cases (8.3%). No mutation hotspots were identified. Conclusion Coffin-Lowry syndrome should be
considered in children with cognitive and language/motor developmental delays, distinctive facial features, tapered
fingers, and hypotonia. Genetic testing can assist with early diagnosis.

[Key words] Coffin-Lowry syndrome RPS6KA3 gene High-throughput sequencing

Coffin-Lowry Z54fiFJ&—Fh 2% UL Ay X 3% 81 F b P dst 207 T Xp22 4L (iR | I RPS6KA3KLDY, 0 A 418 1Y
RN, R A1 1 50000 ~ 1 100 000[a], HAHME & RPS6KA3FEFIAH AR S 14045 Fh, Hirf70% ~ 80% W &
FEM 18 S A KGR 27, H A T R . 48 R At AR5, KRR BIHGE AT B DY 70%~80% 1 Coffin-
TN E A B E" . Coffin-Lowry ZEAMiF A B L Lowry £ iFJiE B A K L, #5509 6] B s B R st

. ‘ B BRI & 2002 Bl (91, [ NAE /D B 5,
* PO B H (No. 2020YFS0484) WE Bl . . .
A i@ {EVE#, E-mail: zlan7487@126.com }%$&%l/l\éélé\%ﬁ‘ Fﬁlﬁlﬁ‘]Coffm—Lowryé%%ﬁEéﬁ% H/‘Jllﬁa
H4 R F81: 2025-11-20 PR RS AERRAE, FFI- A5 AR SOk E T, g v [ 2851



http://orcid.org/0009-0002-3035-6430
http://orcid.org/0009-0005-7436-3458
http://orcid.org/0009-0002-3035-6430
http://orcid.org/0009-0005-7436-3458
http://orcid.org/0009-0002-3035-6430
http://orcid.org/0009-0005-7436-3458
http://orcid.org/0009-0002-3035-6430
http://orcid.org/0009-0005-7436-3458
mailto:zlan7487@126.com
mailto:zlan7487@126.com

6

I 5% Coffin-LowryZf A AE 145K R K A B 28451 STk [7] st 1543

Coffin-LowryZe & fiE FR 34 Aol PR K R PR A5, (8 T3 =i
PRI A %t Coffin-LowryZi A AE TR 3

1RO

AW ST A AR T Lo L PO R B B 2
2, {5 2020(98) 5 .

BIL, B, 188K, LB T Kissh K B%&IE "ML,
BIL RGP, B A A, ARFE3200 g, THAERE
1. 6 H AT LR R B shE 5, [RIWT R 1RY T, 14
AT AR b A, Wb 2% 7 TC ST, A8 /R TG K baba¥r, A
484, BB . ZRBIL A BRIF IR, 12 #5,
AN A, AL B PRATIE, SEARTKARES, XUN B WLk
TR, BRI ST, AN, TR L . BEFL
MRS, FEET AN B, MR RN . IRAR A IR 17,72 kg,
B7569.2 cm(< P3), 3k [H145.2 cm; B LETHIZE H, B X 96
K, IRZET AR, HREESE, Sk BALRTM, K, JBIE; 5
K B B SRR WL TR AR, R i
iy, 46 HR AR (B 1) 5 UL IR o 4l Bk
A F ARG RIS B A2, R LS s RS
e=)) 3 PR B I S R R S i, e S S B S S o S S
TR AR AR (MRI) B2 7« BUI A 3R 115 25 B U 2,
iR ANl 2 PP VEE S STRUED W S B NI Ei
B FAR(1512); GESELLA B MY i i PEDQ52; Kiz
3DQ30; K4l 811EDQ57; i DQ61; I~ AE£:DQ61 .
TRYT FIBE YT A8 LR MR 2R, O IR B I 112 b
Vi BILIS 6 A feslisk, 28 $h174E, 2% GESELLIl -
& N EDQ27; Kiz3hDQ25; K4l 8fE DQ15; i % DQ21;
M AALEDQI0, 3% B b7 B LA A BEAE , ToARAT A
BSGES, R 11.15 kg, 5K:81.8 cm(< P3), J:H148.6 cmy;
35 8 H BT, it 12.1 kg, 51:84.2 cm(< P3), LAk
FEHCK, (AR, AN ST

REPAE: BILVOCERNTL R . BEERIER, &
11150 cm, S35, WK, JRIE, BidisE i, FIRmHR. #IET
16 (E) o BRI, 94, 4% FriRE I, 62 FF 16

B 1 ZREARRERTFE (KIEE, F5.95.9848)
Fig 1 Tapered fingers of the family members (the proband, his brother,

mother, and sister)

2 BILFEXL, HEHEAK
Fig 2 X-ray image of the patient's hand, showing clumpy tufting of the

phalanges

UL, AR FIAT R, BUE AT, 5 KA, &
FER MRS o FRERIEZ, #EIE F46 (K1), M/, Wr )
EH . [FEERACHIHA, 7%, 16 F B iR B IR, it
22, MU S W R RT, R A, #EE T8 (1&11)
BEiEH . RREEWES,

Sy ik — 2L B RRIZ T, 76 B R LS A [R) 2 X
LK H AR AT A B R LR, S
Sangerill ¥ /7 i B0 IERPS6KA3FE R YA 57 o 45 R R, 4
A S5 2 e 3 A A % A2 K AERPS6 KA 33 [
175N & T R 1603-2A> GHA T978, B35 K H 2%
B RAR, SUERRM %5848 (Fl4) o e I8 SE 5] B2 st L
S ER N 25252 (ACMG) il /2 Wit A4 AR 7 e bife 5
FEF AT B E T« O SR EOR IR PVSL: 178 5
Sz e AEsplicing X 3, 4 P08 RPS6K A 3FE R 5 13252 1437 14,
SEMIZFER B 35 422, 3 80E A DI RE U ; @ AE SR MR
PPM2: %A TS5 NRE T A4 (1000G) . M 5
PR 20 55 2 FTESP6500si . A S 4 it %46 AEEXAC-ALL,
ExAC-EAS A\ 5 R 21 58 A8 4 52 BE R P P 5 & 95 25 5]
ClinVar, DGV, HGMD K PubMedIlt 28 & A Uit 5%,
PubMed A& WAH I SCHRHGE . B SZRFEBUR HEIF4E PP4:
BILMIG R PS5 RPS6KA 33 [H 2878 F: 3 (1) CALS K Al 1y
JEWI & . Z2BACMGIE ¥ RPS6KA3KEH c.1603-

Imﬂ

S Ove O

I - - 'Eoband

B 3 hmEIR R EiE
Fig 3 Pedigree chart of the case



1544

PR A=A (B 2D

% 5645

Peak

22v07081

!

Proband
CTT TAATT T GTATTTCAAT T G GCOTOCOGTNTCATAGAGACTYT G A
1
22Y07081FU0
Father
CTTTAATTT GTATTTCAATTAGGTGGTTCATAGAGACTTGA
1
22Y07081MU0
Mother

CEF TTA

ATTTGTATTTCAA

T TGEGGCGCTGGCTTCATAGAGACT TG A

4 BJ)LRREFRPS6KAER£HNEFERANFE
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