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1.2 WEHFERVNERER

1.2.1 #BAREFLAHMNE ARKREESHQ
FEME AR B (m) BT (ke) A BT & 45 4L
(body mass index,BMI) , il Z ik X R ERK AT
ZRYTEHATIRBHG A RYTTFS 1 18] P i &l B2
UIFEATIN o AR B T AR 2 10 R A AR H
RO Gy o B v o I JS 3k <7 Sk TH 2 e i
(8 e 2, RS A 31 0. 001 mo (A 5T 5t S B 23 AP AR
FEE ROPRE M S0 2 0.01 kg, B A4 BTHE [
— o7 BE AR R A A T I £ (=3 W), B,
AR, BMI = (R (kg) /B (m)?, 343
MBHHE 0 ~ 18 & i # i i K BMIL
P 2 PR BB R 1T 5T B e S BMIT bR o 22 43
{H ( standard deviation score,SDS) .

1.2.2 Bt d A2l R T IREHH
Kkitr, B, BIRPHE ISR B BRI, 4R )5
12255 F 5 IS GIM Al LA IREE S BRI AL
£l 2R 22 42 ( corneal curvature, CC) | IR il ( axial
length , AL) | SRR JE B (lens thickness, LT) FIfR &
(intraocular pressure, IOP) . #RARM S 1Ll IR B =
AR ST 2 AR AL ) et AT A I, - felf T/ NEIOE sk
#HATIC SR CC i i A e (& ( TMS 4, 4645, H
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JIT A DN e ) — e R A 6 B e 2 3 9, DAt
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PATE R TR [ B 5 R ) HR B8 8 5 5 () 32 1 7 =30
em) G EHGEM (BB A A 33 em  FHEEER 3
em) HARE LR IEH (i =i B s A g
) ZANGAE AT — A S AT R A AR AE
AR IR 2 1 ] 55 ©) )L 330 B 8 P HIR st 25 Py DY B
5 B T A5 2 B (300 ~ 600 Lux ) 8 5 52 B (=600
Lux ) JIA Sk 6 BE G B 7 12 o

1.2.4 #m IGF-1 kP %4 1SS J% GHD ## L
06:00-07 :00 %[ A0 J # ik i 2 ml, 25000 J5 B b i
WL IRFET 2 ~8 C& M IFAE 24 h o8 ki, R
FAk 2 & 6K I L 36 I 3 IGF-1 /K-, B 4E 45
Z I8 IGF-1 5 70 6 (12KGF2, B [ 4 ] - B2 2%
WA B FD BB BT, IR S U A
AR B )L E IGF-1 2% 5 [T IGF-1r(IGF-1 U 5E
H5IZF RS EEEN ERZ ) .

1.3 Zit#aE  RASHAH M SPSS 16.0 i
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R FHSAE = FRifE2E (x &) BEATHEAR , WAL H] 25 53R
F o k55, =R 22 5k F 7 220, S5 LU SR
LSD ki3, & MEBORER R (% ) F7R AR 25 57
K X Kse . AFFA RS B ORER F b
PEE B DU 436 FE L HEAT A AR, W L 3R A Mann-
Whitney U #5 %, = 2H 2H [6] 25 55 5% Ji] Kruskal-Wallis
H R 5o R Z 0% 1m 3 438 1SS )L AL/
CR 5 55 SDS BMI SDS 10P A K i 2 & i 56
WEE(E \CC AN, P <0. 05 A2 738 Giit g i L.

2 R

2.1 ZHZKREN—BEARILEROSHEER

ISS 44 \GHD ZH J IE 5 %F REZH [A) AR08 A 391 3 A1 2
FIGEAE R L (P >0.05) 1SS & JL.GHD & JL )%
IEFILE S & SDS M EF A FHIT¥E X (P <
0.05) , 1SS & L5 GHD & LAY & & SDS 22 57
Jegeit i (P >0.05)  iE L & & SDS B i
i FHABPAL (P <0.05) . =232 4% BMI {H
iR %|30 E L BMI {9 1E & 7K %, GHD & JL 1SS
LSO X BLE =35 1Y BMI SDS 22 R4 41t
23 Y (P <0.05), Hd GHD 5 1SS # JLf% BMI
SDS Mk, =R gt it# & X (P >0.05), GHD f#
LA KRB R E(E S 1SS BILM L, 276 4
P12 L (P <0.05) ,GHD 415 1SS 4H /& LAY IGF-
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Ir ERAGITFEX(P=0.048) , WK1,

WA I TR A 45 R /3 A5 8, GHD (1SS [ IE &
X RRZH L B AR 2 M8 AR M A0 5 sk B TR EE
B P ANE B 74y IR SR OB Z R B 7 2 1
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2.2 GHD A ISS AREESFILERITEYMZE
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I, ZRAGHH R L (P <0.05) 1SS 2 10P B i

T HAMM A Z AN R . WK 3,
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4.675,P =0.025, HA A KRB AR EME (B
=1.052,P =0.004) % CC(B =0.004,P =0.028) &
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o WK 4,

3 g
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ISS 24 10P F1 CC 78 i 3 T X B4 . MR 1Y J o't
RE FERGRT =AW EAEH AR

F1 ZEHNR—WALLE

Tab.1 Comparison of the general information of subjects
Project Ag(year,x £5) Sex[ male, n(% ) | Ht SDS BMI SDS(x +s) GH peak value( pg/L) IGF-1(% )
GHD 8.53 £2.60 16(50.0) -2.19(0.67) -0.28 £0.76 5.70(2.56) 28.90 +10.98
1SS 8.67 £2.67 7(46.7) -2.50(0.81) -0.38 £0.57 9.70(2.60) 31.12 +6.12
Normal 7.57 £2.18 23(48.9) 0.84+1.19 0.51 £0.65
P value 0.14 0.98 0.01 0.01
*P value 0.77 0.63 0.01 0.04

P value ; Comparison of the three groups; *P value: ISS group vs GHD group.

R2 ZAZKIKEMANRENEMERLE(2(%) ]
Tab. 2 Comparison of other factors affecting visual acuity development among the three groups[ n(% ) ]

) Picky eaters Myopia inheritance Excessive Adequate outdoor Correct eye Appropriate
Project ratio ratio eye use ralio activities ratio posture ratio light ratio
GHD 11(65.6) 15(53.1) 13(59.4) 20(37.5) 19(37.5) 12(62.5)
ISS 5(66.7) 8(46.7) 8(46.7) 9(40.0) 8(46.7) 6(60.0)
Normal 24(48.9) 19(59.6) 30(36.2) 26(44.7) 29(38.3) 17(63.8)
x> value 2.79 0.86 4.14 0.42 2.32 0.07
P value 0.25 0.65 0.13 0.81 0.68 0.96

%3 ISS 4 .GHD AREHEBARDSELLE
Tab.3 Comparison of ocular parameters in ISS group, GHD group and normal group

Project AL(mm,x +5) CC(D) LT(mm) AL/CR(x 5) IOP( mmHg,x +5)
GHD 22.78 +0.84 43.42 +1.25 3.56(0.25) 2.93 +0.08 16.47 +1.81
ISS 22.92 £1.28 43.90(1.36) 3.57+£0.27 3.02£0.14 18.53 +3.70
normal 23.38 £1.18 42.90 +1.60 3.56(0.35) 2.97 £0.12 16.85 £1.92
P value 0.04 0.01 0.93 0.04 0.01

*P value 0.68 0.16 - 0.01 0.01

P value 0.15 0.01 - 0.15 0.01

P value 0.02 0.41 - 0.11 0.46

P value; Results of three comparisons;*P; 1SS group vs GHD group;”P; ISS group vs normal group;°P:GHD group vs normal group.
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Tab 4 Results of linear regression analysis

Project B B t P F Adjusted R?
Ht SDS -0.001 -0.023 -0.087 0.933 4.675  0.612
BMI SDS 0.019 -0.347 1.397  0.200

IGF-1r 0.107  0.210  0.978 0.357

[0P(mmHg) -0.002 -0.234 -0.952  0.369

GH peak value  0.009 1.052 3.917  0.004

(ng/L)

CC(mm) 0.010  0.619  2.674 0.028
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WA BB ATIEPE AT F 0 ARBFSE R B 1SS
JL AL/CR W¥{ERF 3, H CC JRmFIEH L,
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X IR L 2, BEAE AT B GHD LA &
ARG R LG WL B0 5 A B AL AT
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Ocular biological parameters study in children with idiopathic short stature
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To investigate the ocular biological parameters of children with idiopathic short stature
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ease. These samples were obtained during the first trimester or early stages of pregnancy ( <13 +6 weeks). Based
on high-throughput sequencing and special PCR analysis techniques, pathogenic variants associated with 220 disea-
ses were detected, and related genes were detected in the spouses of positive carriers. Results As of May 16,
2023, 604 tested samples had been collected, and 340 carriers of the target disease had been detected; The posi-
tive rate of pathogenic variation detection was 56. 29% ; A total of 499 pathogenic variants were detected, with each
tested individual carrying O —5 variants; 216 cases, accounting for 35.76% , carried a single gene recessive dis-
ease pathogenic variation, which was the most common. There were 95 cases carrying two types of single gene re-
cessive genetic disease pathogenic variation, accounting for 15. 73% . As of now, 302 couples have been reported
and a total of 7 high-risk couples have been found through screening, with a high-risk rate of 2. 32% . There are a
total of 5 pairs with autosomal recessive genetic pattern ( both spouses carry the same pathogenic gene) , and 2 pairs
with X-linked genetic pattern (the female carries the X-linked pathogenic gene ). Conclusion 1In this study, we
obtained the overall carrier and clinical application of target diseases as well as the carrier rates of causative genes
of common single-gene genetic diseases in 604 subjects who underwent ECS testing, which could provide scientific
guidance for the establishment of a clinical application network and referral model for carrier screening in Anhui
Province.
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(ISS) and compare them with those of children with growth hormone deficiency (GHD) and normal children, and
to explore the characteristics of ocular biological parameters in this group, so as to provide a reference for the
screening of visual acuity and the safety of growth hormone therapy in children with ISS. Methods A total of 15
children aged 5 — 14 years old with ISS were selected as the observation group, 32 children with GHD were selected
as the control group, and 47 children of normal height who underwent routine visual acuity screening were selected
as normal controls. The ocular biological parameters of children with ISS were studied. The differences of vision-re-
lated parameters between the above three groups were compared. The influencing factors affecting the visual devel-
opment of children with ISS were analyzed. Results The axial ratio of ISS was significantly higher than that of the
GHD group and normal children, and the intraocular pressure of the ISS group was significantly higher than that of
the GHD group and normal children. There was no significant difference in axial length between the ISS group and
the GHD group,as well as normal children (P >0.05), but the axial length of the GHD group was significantly
shorter than that of normal children. The corneal curvature of ISS was significantly greater than that of normal chil-
dren. The axial rate ratio of the ISS group was positively correlated with the peak value and corneal curvature of
growth hormone provocation test (B =1.052, P<0.05; B =0.004, P <0.05). Conclusion Children with ISS
may have high intraocular pressure and high risk of myopia. Higher peak results of growth hormone provocation test
and large corneal curvature may be the risk factors for myopia.
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