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Az Al Alz Alz Al Alz Az alz Al

7N VN TN YN TN YN TN TN R

7 RBIIR L 72 o724 7 0 7 LA Betafh i o4 Itk O

T =
~A a7 LA REERETa KL
(CNV) T2 FETH Y, 2022 4F T
B e RS2 BT ) & U CRIBIGHE s vz
(BFn 4 4= 2 R EEE D006-26 8000 f), ~
A7 a7 LA YalimilL, 76Kk G-band Yeta
RRRAC FISH (5 TR TE 20 L 5 e tafk o
Moz R - EE (2 ) AT 52
LINRTEDLFETH D, a —HELOREIELE
M TE D —T, RKE MDYk
R (BCIT e NLEDOZE(L) OB FAR (&
o2 — REROWEIRZE L) TR TE 220,

%%lfi¢T1747D7v4%é¢@§
LR A & L CEEBRFNZEICH T
7oo 20117 AV BEEKER TS (ACMG) X
D, w47 a7 LAYt fRigA TR KA o
FORESE, SR BEIEMEREICH L TRAICIT 5 A
(first tier) & L CAL@FFIT SN TS Y, &%
EMEE2RAET DL, ~1 7T LAYk
BEOZMHRIL10-15%TH D Y,

MECIL 2007 4R L D, BFFE O TRISR %
LIEYD ZAh~A 7 a7 LA Rakmi %4172 - C
70, PRIBINE MR A CTdH 5 G-band X° FISH fi &
WS BBMERIT L TR IR, B REF O
—HBlZ~ A 7T LA PRI E AT o CTE T,
TRBRINE AR IC~ o1 7 B 7 LA YIRS % first
tier & L AT oG OBEGEZIFEIZE 2 5 281X
RETH-T,

CNV Ity — 27 =P —I1C & 5 2l
T Y UfERE MR E L Y — AT D
CNV fEHTIC K> THMHRETH H, =27 YV —
LRHT O CNV fENTIZ~ A 7 0 7 LA Yo ffid

£OH KT

CREOBWRE SN TV PV, Kkittfhy —2
T UY=L K a v —HETICE o Tb b
ohbh, ZOFEE KR —7 P —T
RBFEMD Y — 7 = A ) — FEsRT 2 b
THOBEIBOFE LY b 2 B —HE N H 5 HE
W TIE Y — R (depth) 23+ Z &b =
VAN D HIETH D, BRI O~ o
7 a7 LA YRR IS R ATRE A =
Y AL TOXRK - BE (2 KR &
BT 22N TE D, BEFERLKRETSHZ
ERTELILIIMATa— KB TtEs
LoD, BRI Y — AT (&GO
7w (a— REK) Ov—27 = 2N Tl
TR a—HEEEADET30-40 %L &<,
~A 7T LA REEREONREL Y 55, Bl
R 2R gAY — N TIE, =7 Y v 4 HULET
WL L7 KK - BEEEARETHZ L NAETH
%, YRTEHESBICy VY UHEATO 2 B —H%E
T A2ME Oy — b0 L T &{Te-> T
W5, BMHRENIZ~A 7 a7 LA Yok L v
BERTWDED, BEERSEOOIEIRETH D, B
Wi, Bl Esnca v —HZ e~ a7 LA
YLt KRR, & A\ X MLPA (Multiplex Ligation-
dependent Probe Amplification) {%E<°E & PCR 72 &
DORITFIETHETET 5 2 ERMATH Y BER LD
Hircdh n, BUES HARTIINIEO A TITH
NWTNDT T Y — NENT 2SR TH ML TH
D, CNV bRRH L TWD, =7 Y — AfRHT 6%
€K, v A a7 LAY tafiid &0 AT CNV
MricHwWo b X927 REtnd 5,

VR OBWEEN D, RBNEEO~ A7 a7
LA P AR I K D IER S COA D

BiE2

RN Z bR —  EisFE
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WMEEE, S BHlzx 7 V) — MMEHT O CNV AT S R
L OBHRO I 21T - 72,

X - Ak

2022 -4 A5 2024 -2 A EC (230 A )
IR TR 2R o TR BRINE ~ A 7 1 7 LA Y
BRI 239 PR & RT )G & Uiz, 2l SR%
KEHE (MCA), FEEW - WS (DD/ID)
DNTNDERBDOTHITH -T2, RNTHEIE, kil
Ry — 7 = oY — i TR L7z ONV fesd il &
AR LTz, ~A 7 87 LA Yeifpd i
Al G-band J&#£Z5 (B4 38 ), G-band &1
Bl 72 1R AT H (201 ) Z & A TWD,

F 7o, TV — LTI, 2023 4E 2 J] £ TIZ
LRk TR I Ao T2 7 Y — ARMT 91 1 % b 5
LT, 2024 I~ A 7 a7 U A Pt iR
& B\ E, TruSightOne /S RVIRENT 21T I =
7 — NRNT B UTIERI DR L N 72 v o 12, 221
2% G-band B2, F 721X RMITHITH H, MCA,
ID/DD DWW EFBD B8 76 B, FLIFkD
RHEAN 5 HICTH -T2, Uik TELT> T
% TruSightOne /N VAT (R BB (S 7~ 4813
FREHOD /ST V) IZ L DHFRIA V7 V) —= ThitTH
TN, BEHET T Y — MR AT o Tl e xt G & L
7. TruSightOne AT IZ & s+ TIE72 <, BH
N8t rs—2rx 23575, CNV #HiH
RITI V= AL VEBETRENZZOTH
%, CNV K H 13 XHMM, log2ratio fi##T (& fx 1
T Y VA OR KBS A6 21T o7,

R
1. A4 707 LA REafEmEomyrER (K1)
~ A 7uaT bARAERERITEHO S D
G-band B L 51 38 7]t 31 5 T CNV Z #i i L 7=
(1¥12), 38 i 8 Bili I BRI A5 o T BEFN D G
ARELEE 2 M L7z, Down JEMERED KB T
Ho =N, idic (21) (q22.3) E XA VT T A P Y
BRTHY, 21qIFERBDO F Y VI — & —E%
WMipE ) VI =% A0 LI IEABI ThH -T2, F
To~—H —Yeta R RERE (22q 7 R T Y 2 —),
G-band TH)HRAH B #5412 L 2 72 53 Williams %iE
B O FLAEI & & T 7q11.21-q21.11 DR KIC
& 2 IR AR 72 Williams JiE 2 5E 72 - 72 5E G135

HM6ETA

FNTCWiz, £/, G-band THE SN TWIZEE
TCIE o Tl % 2 FlER D 7=, L FlE, 14q @
S AT MY AR & ABE STV, RS T
@ DICER] # s 7 Z G LT ME R A TH v EE5
XA T AR & TR T, ET, WL E
BT YR &3O CNV 238D 7245125 1 4
Hotm, ML, Ye@EOMYe ko b koK
X EEO EMGA A FE TE 72 19 6, M
72 Yuth AR B 2 AT L 724 2 BlOINFR Tdh -
2o WIHLE, ZAUETO FISH A TIE, FEM
TR - EEHEANEE TERWEITH o T,
G-band CHMHETH - TIc b b b~ A 7
07 LA YA T ONV AR S dErE T
Hol=DlE, THITH -T2, 3HINCNV ZED
PR ALEREE, 1203 30 Yo /N~ — T —
YA T, 2HRSHBEDNTHITH T2, W
T, v 7 a7 LA REAERRE CRIITE
WeEERTWAHELTH T,

~A a7 LA PERBRAERTH O 9 5, G-band
Ptk & D W IR bE AT 61 201 6 H 40 %1 (20.0 %)
TR ERZ D ®H % CNV (Pathogenic CNV) %
Bl (K3), Z® 956, 15 li% recognizable
syndrome (ERIRFT L 72> & 72 B0 vl 8B 7R JE 5 BE) C
B olz, 1p36 RIIEBIED 2 41, 22q11.2 RIERE
fE, KR Angelman JEEHRE, 9p VU Y I —/18q
E/YI—, 13V Y I—, KAKEINFI (17pl11.2
KRIR) ZE ATV, W FEITRIR 7 R ERY
DIEFIRe, FE S TWZ b OOEMRIE 2 15
Ll E~A 7 a T LA PRI & ifT L7z
EHPE 2 IFEE LT, 2016 61ER< &, 2
Wi & > MCA #7214 ID/DD TO2Ki=R1% 186
o5 il L BWFERIL 134 % ThoT-, D 25 {4
%, v A7 a7 LA bR DA CTIER2 T %
DTN EB T o7,

2. TV —LRITO CNV RS S (1K 4)
HRR 2T AR E D MCA 721X ID/DD D= /) —
LEAT 76 B T 451 (9.2 %) CHERRMEZROH D
CNV (Pathogenic CNV) Z it L7z, F7z,
SRY T2k (SNV) <indel (329 ] (38.1 %) T
MHL, 2B 26lE~A 27 a7 LAYt T
MR ATREZR B NOEE - RETH -T2,

i IR 72 W R 7€ O MCA £ 7213 ID/DD (2 %t 9 %
pathogenic CNV M H=RI|Z~ 1 7 0 7 L 1 Ye okt
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<A 707 LA REBERE
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23941
T LA KRER T LA BER
G-band ZERE G-band IE# - RHE{T
3861 20141
T LA B == T LA B TLA LA
Pathogenic CNV ) %};Fﬁ Pathogenic CNV Vous (£33
3141 4061 %) 15441
40/201:20_0 % * VOUS: variant of uncertain significance
BERHDCNV
1 %4707 LA RBHRIERRGICHER

-l

BRERIG-bandfZ 4R
< 8%l recognizable syndrome >
idic(21)(g22.3): Down syndrome
marker chromosome: 22q tetrasomy
t(5;7)(p13.3;q11.21): Williams syndrome

(7911.21-921.11 atypical large deletion)
der(4)t(4;22)(p15;q12),-22: 4p-/22q11.2 deletion
add(5)(p15): 5pE/ ¥V I —
Angelman syndrome, inv dup(8p)
FESL BB % 2 ¥ 7= BEA DRERBE % RO

<26 BEADCNV>

G-band &R

3861

N

add(14)(q24.3)—del(14) (q31.1-q32.2) DICER1 syndrome

?2inv(6)(p11.1;q12) — 12p13.32 1.7Mb deletion
L WR{GERAIESHT

Z OHEOER) : Fe Atk - FiERE (add, del, dup)
26 WML R OHRMERR
G-band & V) Bl ICIBIE

CMA CMA
Pathogenic CNV (=353
31491 7%
K EREE R 34

(3;14)(p24.3;932.2)
(6;9)(p23;p22)
1(2;14;7)(q21;931;q21)
FAI1H) inv(18)(pl11.2g21.1)
< —h—FHA 7(30%)

—EBEEEYA
?add(15)(q11.2)—>% %
add(X)(p22.2) %%
CMA®DRSR

2 1%&E# G-band BHAIOT A 7 O7 L1 LEBHIREFRHI CHER

LA\
G-bandfat G-band % - K167 P
_— I
. RHE(TH i
TSSO/ ILERHT
CMA (REEEEET)
40/201 = 20.0% Path(zrgg%lcj CNV I7 Y — LR~
P VIR | mmm
- P % N
<156 recognizable syndrome > ;’9;\?5—_; 1,9 Z- L/f\g“ LT 6 B AT~
1p36 deletion (21) " —
22q11.2 deletion (243l 2501 —mwm .
22q13 deletion f?zfiléqzztféﬁbszsf?zﬁ') (PLP1 deletion, female)
22q tetrasomy (cat eyefiEfRE) 15?11:2 del (Bp46_5) EAlIc LY
Angelman syndrome (R3B!, 2l) ||15925.1-926.3 23.5Mb dup, 12924.33 2.3Mb del G-band
9p+/18q- 21q22.11-q22.12 3.0Mb dup FISH
11q—(Jacobsenﬁ1’T§E¥) 7q21.3 2.9Mb del (SFHMIET) SBANRRAT
12p tetrasomy (Pallister-KillianfiEf&2s) e El Rl fie_l - y
Dy e N 9q34.11 421kb del (Coffin-Siris&R L&)
13+ U v 2 —(G-bandiEETR) 15q15.3-g21.1 4.5Mb del (FBNI& T, MarfanR &5
REEINF1 (17p11.2 deletion)

3 1RERT G-band B H 5 WIEKEITHID YA 7 O7 L REMIERFH EHER
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T2 | Gobandiatt - kpf7H
1t D BRAT (& R BT
/ Ciliopathy#t &
o MCA or ID/DDLI4H
MCA of DO/ID L
7641 et E*%ﬂo)ﬁlluég;ﬁ) &8)
Pathogenic SNVs Pathogenic . Patho‘ge/n:/ \:}8gerlic
29% CNVs Y- SNVs CNVs
(BE=FARE26) %) 5451 0%
29/76 = 38.1% 7/76 = 9.2%

4 IOV LERGIERER

A LI LT 10 %1 & RFNPREL o T,

A

AWEE@ LT, v~ 7 a7 LA Raiig

m GMMTH@E % 7R 1= O B INEHT &
, W TE D48 S R F IR GEREC FI e

%M®ﬁﬁfﬁﬁﬁﬁﬁf%é LR b
7=

G-band BEPEBCIXAFFE DAL A CTIEAT - T
T BRI BN 21703, mEEAT<° FISH
#iz iém%@%m%ﬁofwt0747m7v

AYPEAEREZITH ZI2L Y, KR - HERH
@E%&Hm,ﬁﬁﬁm&ﬂ B DDA
IRAENT B COIMG AR DB RFEEITH 2 &
MNTEDHLHIToTz, EERFAEICELY, #
FEEHICHSEEREL 5272, BlEH
P&, REFAICE EN BB D QT IERE
SEMEREDFEAE Y A 7 D3I L7, Mg EAs 1
DICER1 JEMERECTH 5 Z & Vb 0 g — 1
S ARG E R EARNLE O G I % LTl
ERd 5, FREHLSN G, BRRE OFEN D
MWD IR, WEEITRNC IR TR OHEE
PR TEAHZ LITEEI V'Y VI E S
527,

G-band &Pk F 72 I EARFEITHN KT L TH KT
1, 200 % ELiBED~A 7 v T LA PRAKRIED
BitEsE (10-15 %) &bl U CmnW eI e -
TV 5, KPR 2> & 72 1 7T HE 72 recognizable

syndrome ZBR< & 134 % L Ed@EH & —K L
72, Recognizable syndrome |Z~1 7 17 L A Yth
Rk IS b G-band, FISH fi A % 4L A ot
HZ L TREFTRETH D08, Jeakod L 5 I
DNWTIE=A 7 7 LA Qe R TRV L i
TERWV, Lo T, BERBRINGEE 2olo~
A7 87 LA G RIRA T recognizable syndrome
Tho THRIIATOMETHDLLEZOND,
FTMHESNZCONV 2 RS L, mmzﬁ%k
KM 3IPIEENTIY, FHIEEREEMAOREE -
EEHORK & L THREZDE CNV 23 éﬂ
THBY, BEDNAA T 2R BEEZT>TVDZ
ERbND,

BIRER COARMIFRERTIX, ~M7mT7 LA %
AR A X G-band (225 9 o T first tier DA &
EzoNb, —J, G-band BtEGIC~A 7T
LA YO AR FEIE B 72 5 72 7 BillX, CNV % £
DIV BREE 3 6, (RS~ — D —E Y
A7, 774 hDOZH (w47 v 7T LA Gk
BAEDT v —T G 4h) L~ A7 a7 LA Gtafk
BEORA L SN TVDLHEDTHD, FFIZ CNV
DI NI B R R YL AR E R X~ A 7
a7 LA YRR IER O 1 %REEICFEL, £
D9 BB REFLRE I b Tnh L anT
wéonm%mﬁﬁf7747n7v4%@
BREET T2 HEICIX I & k3 2 Ll
LHRlE~A a7 1//1' Yuto R AL % first tier @*ﬁ
HL LG AEOMERTH D,



KIFGECIE, ~A 7 a7 LA PbEpe & msk
LENRTWD T Y — LRI TO CNV fiftr & &
BT o 72, i FIE MCA % 7213 ID/DD % 58
Diex 7 ) — MEHFBIRILTI2 % b, ~A 7 nm
T LA YRR CRER OJEBEREIC A L 22
(recognizable syndrome TiX72\Y) HliZI 272572
134 % & Hfg L TOoRE o7z, £, 10.0 %I
HEALTWRWA, 26 TIHBER FNORE - &
BLnotz~A 707 LA RaEhE Tl i*ﬁhﬂﬁﬁ
RUTO/NE2P A4 XD CNV bl Tz, {
BT ANEE, =7 Y — ARITIEBIR T ﬁ%é"]
BAETHDZ LD, MAXSRN D recognizable
syndrome Z FRVTEY, ~A 7 a7 LA Jetafk
AL 72 0 S T ANFEET D, Yk Tl
% < VRR B BHE(S 7-/3% L (TruSightOne /3%
NV, BI3EIET) X7 V—Jaﬁ’ﬁﬁﬁm:ijﬁﬁ L
BN %L, Ff BSOS & ST
YV — DRAT 2R L7 CRBFZEMENT ) 1% ﬁi
MEHrDHE—ETh D, B L CNVIE, HHE
DEVEIBEE O CNV R S Tunenz &
DO HBRAL T ARGFETLHEZ XN

113 (39)

IZ= 7 V) — LT D CNV RN IZ~A 7 a7 LA
Yt AR L RISECTH Y, [k~ A 7 a7 LA Y
AR EICE I - T first tier DA & 72 5 Al REM:
NHD,

X

1) Miller DT, Adam MP, Aradhya S, et al. Consensus
statement: chromosomal microarray is a first-tier clinical
diagnostic test for individuals with developmental
disabilities or congenital anomalies. Am J Hum Genet
2010;86:749-764.

2) Manning M, Hudgins L, Addendum:Committee PPaG.
Array-based technology and recommendations for
utilization in medical genetics practice for detection of
chromosomal abnormalities. Genet Med 2010;12:742-745.

3) Retterer K, Scuffins J, Schmidt D, et al. Assessing copy
number from exome sequencing and exome array CGH
based on CNV spectrum in a large clinical cohort. Genet
Med 2015;17:623-629.

4) Dong X, Liu B, Yang L, et al. Clinical exome sequencing

as the first-tier test for diagnosing developmental disorders

¥, — M~ A 7 a7 LA YRR & R R covering both CNV and SNV: a Chinese cohort. ] Med
ILTER, 727, BiREEE CORMTERE RN Genet 2020;57:558-566.
FZRNEAN, C & B R v 7 — I MBS R bl C
ARz r o7 BRCEEFICBTS
Filaa ;oA VARG (COVID-19) Dsg %
%3k WATY E M 7Y
M = % CABR B ZENTK 1T s Uiz, B

il a v A L AREYYE (COVID-19) AT

;lbi
H 5%,

DREARAE, EAERE, AP, TR LI

D/NR ORI BE (Anorexia Nervosa, LN DWW TAHEBEREBLIZA LN x> 7=, COVID-19

AN) ABEREFIZRIF LB oW TR WMITHRICABRLIZANBFE 4D OB, FBIE

FOMBZELE b L ICHFEOICKRE Lz, AT SRR P EIc L At AT R 2 =0 —
D MRNIENLZ E b R 4 —  WEERMENE 2 HEES XAV S - BESE
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VarOEERL A Ty hADBELOFEEY o L
COVID-19 DE N B H LB X bIT-BEN 13
% (289 %) A b,

H =R
COVID-19 /XU T 2 v 7 [JEGYE B 72
TR, ETESE = DAL A L AL
WX 2 B&ER, EWELA, A% -5 S0
Mg L, AU H N~V AZRKRE R EE RIFL
T "9, fEaREE (Eating Disorder, LL T ED)
I, MR A EHIR S F LWV R R E T
AN ZREFEET DAL~V AEETH D0,
COVID-19 JiifTIZ & U [EN TIX AN O ABTEEE
R L6 fFICHM L7z EHESh TV Y, Zh
F THSNOWFE TIEABE R O T T <,
EAEREILOIKT, 2FREORLES Y, &
JE SRR RGR OZLIZ OV T HIRH ST D
BV ERNICT AT L, ARFFEE, A
BB OB HEERR KON A % TR A
52 Lk, COVID-19 FiATH/NE AN B
KIELTEBIZOWTHRFT 22 2B E LT
FEhit L7,

WREFE
%4 201844 H 1 H 5 202243 H 31 H

O AFEMICHBNRSL Z Py ERE 2 — L8R

FWIREAR R BRIC, E BRI 53 %155 10 it (ICD-

10) 12XV F50 (ED) L @2WrsiCARE L7z

ELLTO/NR1164D 95, AR TH T 27

£ &R WIEABE R 89 44 (B 34, I 86

%) ExRGE Uiz,

TR TR BRER S L OERE - FERD R L
TR EA S &I, BATRICHAE L Fh L7,
ED # AN L JE AN ([ZHHH LT,

+ AN : F50.0 (AN) ¥ X OVF50.1 (FE &% AN)
(e, VY, HEA A —ToE,
WITE R E A FED)

« F AN : F50.8 (fh @ ED) ¥ X O'F50.9 (ED,
FrEARRED D) (AR - W TR 72 £ &
L REFERNEECHREARAORFERX T L)
F£72 AN (2O T, A : COVID-19 #ifTHT AN BE

(2018 4£ 4 §-2020 4£ 3 H, n=26), B : COVID-19

AT AN BE (2020 4E 4 H-2022 4E 3 H, n=45)

HM6ETA

D 2FET T, A, B BEOF M, PR, ABE
M, APERFRE, ABLHF body Mass Index (LA
T, BMD), ABERFEAE(RELL, BFilF BMI, &
e R AR UE (R B b, JRBE A PR LI DR E R E
e (PREE), DRFEREn, REREO I, A
Wiz XD MEMA, ABERTORBE, R
fE, B, #1521 5 ARXMEZ
25T % HDSRS-C (Depression Self-Rating Scale for
Children) * PHQ-9 (Patient Health Questionnaire-9)
BLOARLICHET 2B RAXRMBZETH D
GAD-7 (Generalized Anxiety Disorder-7) O A= T
LW THD Z @b D Iy NA 7% L
[Blo 7o NBUTOWTrle U7z, BERIOZEE, e
ZEH D A O LR |2 1% Wilcoxon rank-sum 1 &,
BT AV —BHO RO BT A MR E %
v, A BN p<0.05 & Lz, BEEHZO
WX, FEREDZFEIC COVID-19 3BH# LT 5
BE & ZOMIB EHRF LT,

#w R

FAEFEE D AN, JEAN O AR BEEOHER &
X 127~ L7z, COVID-19 {fifT# 12 AN BHE I
WA LT SN L7273, ED I 55 AN Ol
HIZHATHIR CHEZ2RDehoiz (p=0.30)
(K1), FF AN OEFFEHIL COVID-19 FifTrif:
EHliz9aThHoT,

COVID-19 JiiAfTHIZICIIT 5 AN BE Y R L
R DOHRICOWTR IR L, HELEZS
HAWZOWTHITRIRICH B 22RO o7,
ABEHIH () o Jefii [IQR] : A 166[112-208], B
140[95-213], ARt REAE HE 4R B (%) © A 69.4[61.1-
74.6], B 70.5[65.1-76.2], RBERFAEAEIRLL (%) : A

28

7

%;?2

l’” ththththth
19 18 s 25 )
g ’ 20
,"
ggggggg ] _
L . [ANALTEE I |
12
’ ;S S s
iFeseeere
2018 2019 2020 —

COVID-19 T
1 COVID-19 FTHIRDEREED ABTBERDHR
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COVID-19 AT

COVID-19 174

(n=26) (n=45) P-value
£l 12 [11-13] 12 [11-13] 0.74
PER, £ n (%) 26 (100) 43 (97.2) 0.28
ABEHIRH (H) 166 [112-208] 140 [95-213] 0.44
ABERE BMI 12.7 [11.7-14.5] 13.0 [11.8-14.4] 0.90
AR AERE L (%) 69.4 [61.2-74.6] 70.4 [64.8-76.2] 0.57
%ﬁf;;ﬂ; 16.8 [15.4-17.9] 175 [16.1-18.6] 0.06
%ﬁg\f&iﬁl{fﬁtt (%) 87.2 [84.0-92.4] 91.7 [85.3-95.0] 0.14
‘(ﬁgﬁgﬁg%&ﬁﬁ:itt (%) 87.3 [84.0-92.4] 89.5 [84.8-96.1] 0.50
OrHEZld D —n (%) * 4 (15.4) 10 (22.2) 0.49
FE R 2 4
e i 1 3
Rz E 1 1
G PR 1 1
Z D1t 5
ERBEFENH Y —n (%) 18 (69.2) 28 (62.2) 0.55
JRIRIC R 2 M=EMEHH Y 15 (57.7) 22 (48.9) 0.47
R D -n (%) 4 (15.4) 7 (15.6) 0.99
AHEDEDH Y —n (%) 9  (34.6) 18 (40.0) 0.65
HEERSHD  -n(%) 3 (11.5) 1 (22 0.10
DSRS-C** (K#Ef# =15) n=21 n=35
Aa7y 16 [13-19] 17 [9-23] 0.80
cut-off 16 LA 1= —n (%) 11 (52.4) 19 (54.3) 0.89
PHQ-9** (KHAfH =23) n=16 n=32
Aa7y 15.5 [12.5-18] 9.5 [7-15] 0.04
cut-off 14 224 E -n (%) 10 (62.5) 12 (37.5) 0.10
GAD-7** (/KIEfE =23) n=20 n=28
A7 2 [2-13] 4.5 [1-8.5] 0.88
cut-off 11 £iLhE —n (%) 6  (30.0) 6 (21.4) 0.50

T ANTOEBITFRIEN 2 ORY PORE [IQR) T/RT  *EHEDHY [ R AXMZEICBEEARANME

87.2[84.0-92.4], B 91.7[85.3-95.01, iB[ifh H4F LUK
DA AE K E B (%) :A 87.3[84.0-92.4], B 89.5[84.8-
96.1]1 T&H V, COVID-19 A THIZIZ i 57,
ABERFICHBE 202 2 L QW ERFEIE, BB
12 4-5 7 A O ANBETRHR 2 8% TR ER R TRwn
FREE(CAE U CiBBE L, BEitk bAREAMF T
TV,

COVID-19 #fifT# 2 APt L 72 AN &4 45 44 D
5%, FIEIC COVID-19 DEENHLH LEZ BN

TEBEN 134 (289 %) Wio, BfRMIIE, MK
BTHMOTNED L HWVRITR L TW AN b7
KRYARREIZoT, ) TRIRFIZEIVKANES
2L Ip otz FREENOHEEZWERS K9
12707z, | AR E e 0 iERZ L s, =0
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ERFITRBNT, MR 22255 2
LRFRETH -T2,

A ENEHAER NS 21 3% £ CIRISWERT, A
LHEL I MM EAT O Z N TE, EEIARMAE
Y TEIIER S H o T,

24 IR TR e ) 7 B HERS 2 3EAI C & 7272,
BN - FIROAH AT Z & e REBRERIE
BNFHEEIT) LB TE,

SEDFE
AR L O LEMRHE D20, & 67 L iER]
DEMEZ HIF T,
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X W

1) JKARPE. NICUIZH1F 5 CGM (continuous glucose
monitoring) ki . B ASHAE WAL B 554 2019;31:
21-25.

2) KEE—. V72 A LFgbEE =2 v 7 &2
W B AER O MBFER, = &b B v X — T
2017;46:139-140.

3) WGBS, FAEWE A A Y MR BEE e
7% CGM (continuous glucose monitoring) M f #25k.
HASHT A JL B IR X HERE 2019;31:791.

RNAseq % H 7256 KPR 3 83 0@ A5 A b

=
WA S — 7 o ZH i AR K 0 SRR R
DOBIBFOINTIIRE SHEA LI, TOBME
1240-45 % £ SNTEY, KKELTEREDOY
BUIFB BB 2T B0 DAy, SBifgrE
IZBWT bR (FICT 27 Y — LT
OFER, MHSNEEROFFEMEN L < Db
W, b U B OERRFER 2> B KB R 7 203%
DIAFNTWVDICHED DD LT ERNLONG
W CRATICATE £ 5 2 £ 08 D, RNAseq I
WA > —r o 2 fif T D 1 > TH HH, DNA %
FRRTRI G &3 D= 7 ) — AT & 1 E R e O AT
LT G EY RNA) TH Y, WEEY OB
BROART T A v TR BIT LD R IR G
MOBILNETH D, £DT=HTr YV — Lt
TIRRZE B AR 2 GE BN RNAseq f#BT 20 2 #i5
GREWM O AEFTD Z L2 X o THIKZE R OFE
MNTEDAREMEDR B D, FETTIEA I = X L O

I NI G S

HicbFATHD Y, =7 Y — N CRNZE
FLINFD Do TR UWER] 2 35t 5212 RNAseq % it
T LiEROBF 2T O THET 2,

B &

1. fRATXI G OfEtds K O IAE

T — NENTCIIE RO EICE L o Tz
BECIRNEROGERIXS D b O DZF OFFEMNERR
FEIE A 7 = X AP 70 8 % BTkl G &+
%, BEORMIMZ RNA B H Oy 2T AT
& % PAXgene FDOBRMAF IZEILL, FHO kit T
RNA O %47 > 72, RNA 1T R %2 2 1=
T U7 RNA O SV AR T= 7= o 770 % TR A
it g & Uiz,

2. RNAseq % fifT
MK > T Dl 7 a e s FBELEE IR
A =7 2T 477U E/EHL L, RNAseq

PRSI Z E b B v ¥ —  BRIRIFJEE
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EHaAT LTz, 7 — ZRATIX S REAY O
DFENT A 7T A4 > (w7 STAR, %3
& : featureCounts) % HWNTHro 7=, fENTHESD
A Ak — L & L T Integrative Genomics Viewer
(IGV) ZfEH Lz,

BREFLUER

ABFFEIZ T 2 ADBE D RNAseq #1T-72, H
FHVIZNEIE, O ADIEIREAET 58, =
7 — MBI L0 T 8T X AR KRBT
DIFRNEIL T T D Asparagine Synthetase (ASNS)
20 exon (2 ENIRAT 0 BEARE R S,
BHEOIER & FIER Mo T2, ASNS 13 YL Rk
HBREERXE L 2BEBETORED, BT LLICH
I 1 DOEROFEN TSN, =7 ) —2A
R CIIm SN oz, TOROET ) A
AT (22— U —R) &7V A > b o U HER,
untranslated region (UTR i) & & & ASNS D%
BORBEToT-LEZH, A b U Eliciis
R BEORDAT D RRERBBH ST,
AT TGA v T B OWETH D spliceAl DA =
TIZH DT AT T A4 > 7 BAITR
WBEN72hole, A2 ba OV H 58
HOT2 OB RO L < AWFZEIZ T RNAseq
OIS & Tr o T, FRNTORESR, ASNS DA > kb
NCARZERNFR & B 2 5w e 55 EY R
Hankz (@1, &Iz Y —AZTHRIES
NTWDHexon DERL A v EBRE2 70—
SV LTHERT LV ERRLIZEZA, 412 F
T exon DR L IIB] T LIVHSEER T
DT ENDNY, EBEIXASNS O biallelic 7225
BAFT 52 LGRS NI, B 2 X EERE
W, RHROER A/ T 55, Angelman JiE i
BN BED RN &S -0 UBE3A % ff#tr L= 73 R
W EY IR SR o T,
AWFIETIIRS /7 DFEHTIC TR S 7otk
DARRRA v b ERE S ST BHF 1 L RBN

HM6ETA

AV rOVER

RELESENSY
i w1
1

r=-
1
1
1

1 ASNS O 2 hNOVEEICE T 2RELGTEY
ASNS DA > hOVEEICA >~ FOVERSRREBDNBZ R
HRETEYISRESNE.

NORFEDBIR RO D IC bbb T2y
Y — AEAT TIER R B EE STV E
F 20240 RNAseq #{To7z, MHRBE LIZT
A a VERNFINEEZ D 25 REIREEY
D ENT, AT TA L T REO R T
> —Td % spliceAl TIFIFFIEN T S /e
Molelzh, MPROWEIZ L AT 7
B ORI R SNz, 272 LREERGEY O
HIIZ L RLEFDIERA~ORBEZ OV TITES H
IR TH D, L LIRS DR EE LV
BHRIZOWTHRGEMORFE /BN S, £RO
JRIEME DRI EEREREGD LN TE I,
ARFIENTT, Z—0 > M RDERN D> TN
% 3 D RNAseq T I DWW C—E DA AMEN R
iz,

X ®

1) Werner KM, Cox AJ, Qian E, et al. D-bifunctional
protein deficiency caused by splicing variants in a neonate
with severe peroxisomal dysfunction and persistent
hypoglycemia. Am J Med Genet A 2022;188:357-363.

2) Ruzzo EK, Capo-Chichi JM, Ben-Zeev B, et al.
Deficiency of asparagine synthetase causes congenital
microcephaly and a progressive form of encephalopathy.

Neuron2013;80:429-441.
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HEoWr VAT 4 (LC-MS/MS) ZHWz P AT a4 F—F 0o
W HE B X OER I

= &
HoE

IELoIc

AT aA RELE UL, BIFR IR O
HoOGUE) I2BWT, 3l ATa—Lnb %R
WoOMFEKCERTEGRIND (KD, 56k,
ELISA 72 E O E FRAIEEIC LY B E 35
AT aA Fpsr % 1 OFTHOMEBNCHE L Tz
W, BESHTZY 05-1.0 mL ORI ENMLIET,
AN (R, BEIRSORBL) TR, 2B RT
a4 Ry #FRHCET 5 2 &4, LIXLIER
HChole, MAT, WEICHNOIDHUKRDR:
BHENRLT L EELS ehoTnlzd, HINET DA
T oA Ry & IEMICERETE P, ZBEiEeri
EZ R4 A58, Mot obotz, &
Sz, FAERSRAILL, BNEIBREEH k2T

i

S NN e T

, £ I
%D

-,

a4 ROFHICERT S 17-0HP (170-t Fa %
FUFATRY) RF A NATu DR EEDN
UIXLIERIE L 72 0, SRR R (CAH,
21 /KEEUEER KABE (21-OHD) 72 &) OREEZWT
X, FEHMMP 7R HMEARTERE (ambiguous genitalia)
ZHT DHERIZRT B UE DD TERE e MBI E
RGBT,

AHFED HE, BRSO A7 A (LC-MS/
MS) #MHWT, M OF/FEAT v A Nplsy% &
VRS & R BVECIRIREE &IE T X 2R A LT
HZ8, Thd, ZOFEELRICHANT S Z
LT, AR AR Y —=v I TRWEER
72 17-OHP SEIZ 31 B IEfER M & & D% DR
7 4+ m—, FEMA IS PELRTETE (ambiguous

aLRTA—)L 21-TAF L ANFI—IL
y A

JLy%say | —— [17oHILg%/ny | ——~> [DHeA
4
4

3B-hydroxysteroid 3B-hydroxysteroid */'
dehydrogenase dehydrogenase ,/
JnFzx7ay | —— |17:0H705RTFOY | —> | FURORTUDHY

21-hydroxylase l

21-hydroxylase l l

11-TAFa)LFaTay

11-TAXLAUNFI—IL

TALRTOY

11B-hydroxylase l

11B-hydroxylase l

l aromatase

J)LFaTEY

JLFI—IL

5a-reductase IRNSOA—IL

laldosterone synthase

FILRRTAY

X1

A 4
SEFDFRPRTOY

27040 RFRIVEVERK

ATOA RFRIVEVIE, BIBEXOMER (BE, 5 ICHWT, ALATO-IDSLEREOBRREEZETEAREND. kI,
21 KBBERRIBERE, 17-OHP A LR LAERISEZARISTHD. KM TAHITHATOA K&, AREMEBTHA TR

D FRJIRSIZ E b ERE ¥ — N UWREHE

2) [Al ERARMITEE
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genitalia) % H 9 2 HENUIZ I 1T 5 R 2D IEffE
TRVERREDS ATRE & 72 D

MAMRDESR
(1) Z2EE=%1VU 7 (MRM) SHRORE

MEREE ClL, BEOTv AT A “RY 7Ll
R LC-MS/MS 43T A7 7 Triple Quad 4500
(Sciex) #HAWT, 1I3FED AT A K& 25K
felbke I DOLZEE=XY 7 (MRM) 4
MroRaMer Uiz, 1I3FEOAT 1A RiX, K1
R EBY ThHhD, AFEE, HiIiEASH
72 531 > A T A Triple Quad 7500 (Sciex) %
AVT, EEOMERLZHELE T Lic, Zhick
VD, TA S URORERELYBIFHZ LNT
7,

(2) BEWIKDEF

CIE THAEIZ D T2 0 ARIFTE ik L C & 1=,
21 IR AT 38 KABUE & 3 T JB A D FEMT BRI,
HAR~wART ) —= F2EFRIGHCER L, K
EHLELTZEEATNS Y,

SRR, O 21 KEe blEsE RARIE & & T B3
DOFFFTIZ L0, ERRBIS CORIKHEICF S L
2L, @IS AMERR T D HERIC R
HTARATERY(T), YERaTANAT Y
(DHT) Z&TefEfric L0, PERROMER CHEEEK
SOETE) ZHLMNCLTZZ L, REDRREE%
=, Bro, OICEE LT, BifE, a~v—v/b
FRTODHT IENTE R 2> TWND 2 &0
B, MliER) b O MmiGHIk%E %3 Ak, T, DHT
ZE el B & BR i L7z,

Z =B

ABFFE THiET L 72 LC-MS/MS % W 72l E 7%
% CAH A7 U —=2 7 OB OR E R %2
BrEOREEBMICHND Z &2k, BRI
BHRAT O A Ry OFHICERT 5 17-OHP
DO E %2 Bk 5 Z LN A RE & 72, 21-OHD
DLWRBEREmELIEBE LMD, 2T, 17-
OHP fE721F TlE7Ze <, [RFFRIET % 21-DOF %

HM6ETA

GO AT B A RFRALEAENSEE S D A
TuaA RELVECEFHT S22 & TLD EfER
HIBIRTIREE 705 P, F7-, AT uA RBELEY
DORIFFAE XA LT BELZIA S NI TE 572
®, 21-OHD DIAAD AT 1 A RA&R/LE S RREE
OERBWORENEmEDL EEZBND, MR
JNETY, HERRAR Y Y —=2 1280,
2021 £ 8 A6, BRI BIZHUE DA T LC-MS/
MS{EZ H W FHI AT L, ko 17-OHP fi
D 72 53, 21-DOF fif, (17-OHP+4-AD) /F L,
11-DOF/17-OHP k% M %2 C, MAMIHET 2
e kol

7€ 2k @ “Triple Quad 4500 (Sciex)” % M 7=
HERTE, ZAFR R AT VA —LOD
WEREICRENRDH Y, KREO=A Fa by
MENTE 2o T, Fri#fE “Triple Quad 7500
(Sciex)” ZHWRIERTIX, =AM s R
DMERIEZE BT D ENTE T, KFORTEE
HICEENEHOKRE A s a7 v RORIEIC
Bt EWIFREE LD,

SHEROFHE

SRAEFELIRE, HFrAERBHEM & RFE L, HAREY
(N LIPS R 2 29 5 FpE R (TEMG 23 LUK
34 WA THA L7ZIR) OMiE AT vA Rt
ZEMRICHEGT 2 2 LT, RERICET 2EIF
PEBEI T ORERS, BB EE O sl BB FE & R
52 Lz HEET,

X

1) SUFEE T, AE)AET, i, . smdigik s n~
NT T 4= 2 T DR HE E D i AT
BA RRVE S —HIEORE. HARY AR Y —
= JHEAEE 2019;29:31-37.

2) Fiet J, Le Bouc Y, Guéchot J, et al. A Liquid
Chromatography/Tandem Mass Spectometry Profile
of 16 Serum Steroids, Including 21-Deoxycortisol and
21-Deoxycorticosterone, for Management of Congenital

Adrenal Hyperplasia. J Endocr Soc 2017;1:186-201.
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T U BREICBIFRUN—A M) I — R  u=T %
ul & LRIV B DN 2 (REFeiFZe)

MAERPLUEHD

e b D@ W AR EIETH DX U E
DEF T, TRIBEEZEBRICAIT S (&
WIRT1-2 OMEICK LT, FUEERET
4-195 %D, LavL, FRIREEREIR TIEIC
BIET 2RERO S NA T U IEBHIZ LS A5
DIERTH H 12w, BRI BRI AR AR T E
LEZWT L LT LY, 2O LT EmD, &
T RSB R O BRI RE A FEAT C & D R
BT T VO TIEARV LB X T, FRIEOFERED
1oL LCHRIRARALEICER L, SNk
BRAR T v FIRFCHIE T& 5 515 % mdikik s
o~ hJT 7 4 — & 0T AT ESEE (LC-
MS/MS) % W TRET L7z, ISR L7 E
B AWTE T EERF O FRIRAR LT 2R
BNZHE L, st & o@n a2k Lz, %
OFEFR, UN—=Z2A RV a—KHb A= (GT3) O
T2, 1EEAEDHERTE T NERED T NAE
ICEWZ ERALNT-T Y, X7 gERET
T3 DIEE W 2RI~ 5 72D12, FEFREEND
T3 ORHEH THLHYI— KA e=2(T2) I
DWTHFGEEIT> T D, T3 NEWEE, T2 O
REICO AN LN D0 E E I DD IZD,
BRI & fex b U 33— R A o= (T3) 7
bR#ENLIZEYI— R A a= (T2) OF
FIEORF 21T > 72,

EKEBAHE

1. T2 ORIEHIEORKT

T2 ORI B35-VI— R A=
35-T2,3,3-v 3 — KA m=1:33-T2, 3,5 -
YvIa—R¥AMn=r:35"-T2) ZFENKHETE
L HEE R Lo, MR ERGE Lo E |t

EEORT Y, 28 5 I AT

& (MS/MS) @ Multiple Reaction Monitoring ( %
BRIGE=Z Vo T) ODRTA=Z =% HNT,
LC-MS/MS Tl %47 - 7=, WIEIL, &K
su~ h77 74— (LC) OEFITHAAL T L
(Unison UK C18,150 X 3 mm: Imtakt, Kyoto, Japan)
R L, B A0.1 %NEEEE, BEhHH B:0.1 %
Hiitx o7 b= I VERAWT TP b
B TIT o 2o MS/MS IE, kU 7L 4 AR
BT B 5y BT 71 “Triple Quad 4500: TQ4500” (Sciex,
Framingham, MA, USA) % M7z, JIELE, ik
DIFAEYE % FH TR L 72 50 ng/mL @ 3 f& T2
RV, JRH 50T 3 T2 ZIREA LIk E
HWTiTo7,

2. MiEPO T2 OERE

RIZ 3 Tl T2 OFEHEYHE 2 B A AR (0.02, 0.05,
0.1,0.2,05, 1, 2,5, 10, 20, 50,100 ng/mL) LT, 1
OB E U EREMEE (DDC Mass Spect Gold®
ultra-low hormones, steroids, and other analytes, and
human plasma: Golden West Biologicals, Temecula,
CA, USA) 200 pL [ZHh0 L TR 2 1Rk L 7=,
ZOREREMNT, RART T 4 7 O
3SANZIZHONWT, FRA Ve 6 (F—#
NT hZ7a—RY¥ A r=:TT4, =%/ 1Y
I— KA a=2:TT3, 1T3, 3,5-T2, 3,3-T2 Bk
W3,6-T2) DEREIT-> T, Yo7V, Wik
200 pL # AV, FEFEfHH 7 v —  (EVOLUTE®
EXPRESS ABN, Biotage Japan: Tokyo, Japan) “CHI
WP ZAT o T2 b D& Lz,

#® R

BT EEHANTHN LR 7 a~ b7 T A
%, T2 BEMEMYE ZARI ot (K1A) BEIO3HE
PIRELTHN (X1B) Lk orLiz, @3]

D MZIRSLZ EBER Y 2 —  ERRITIEE

2) A PSR
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DT TIE, FNEINIZ o 723 HIRFR] (3.92:
3,5-T2, 4.39: 3,3’-T2, 4.46: 3.5°-T2) Tt — 7 3/
BENT, 3SHEARS LM clE, 32L& bEL
DTEOD T a~ N7 T AT 3 FEEH - HEOIREE
TRRIND, TOLEHHREEINTE—7RED

HM6ETA

H 4.34:3,3°-T2, 3% H 4.41: 3°5°-T2) CTHIKr L 7=,
LL, 3,3-T2 & 3°,5°-T2 IC DWW Tk, Mar L
e2opvr—7 L THRIENT, 1208 —7
NEINTRE TR S =720, BE S AN
R & LCdfA L7z (K 1B),

T2 THHMNT, WHIRE] (1 & H 3.87:3,5-T2, 2 &

A ros = =
- 3,5-T2 302 | 439 | 446
E |
& :
- . 7;$H%Fs%;(;in) =
B
5 35-T2 3| 4 33-T2 3 3512
‘355; E 434 2 §
é ;f '_3 «~441?
) - = :
K1 3BEOII— YA OZVBENEERERNHZVIE SEBRATHENLAZI/OY N T LA

LC-MS/MS ZRL\T 50 ng/mL DY I— KA 0= (T2) Z@f L/cERZ /O NI S LTRYT . AL T2 ZERICHR L7
RT. BE3BEDNDT2ZRE L TEMLAEKERETRT. & T2 DAHKEIE, (A)3,5-T2: 3.92 min, 3.3 -T2: 4.39 min, 3'.5'
-T2: 446 T, (B)3,5-T2: 3.87 min, 3,3'-T2: 4.34 min, 3,5 -T2: 4.41 Tho/z. KZH, 33 -T2HKV 3.5 -T2ICEALTE
FRENAHERERTRL TV S,

RE, fEEhco A 2 RE, HERHERZTRL TS

35-T2:35-Y3—r YrO=>, 33 -T2:33-V3F— YO0 &KV 35 -T2 3.5 -3—Mrqro=>

WIZ, ARZ 7 4 THIE3 N4y (Cl, C2
BLOC3) omitroT2D /7 a~ N7T L%,
Bl212R LTz, 3Mi & b 3,56-T2 IX ¥ Hi I ]
3.87 min IZE'— 7 BB I NT-A, 33 -T2 BLV

c1

3,5 -T2 122\, X1 B THEE SRR
FRIC 1 DO E— 27 3038 L7 IRIE Tl S v7e,
FRlZ C3ICBAL T, 33 -T2 &t bbb —7
DHDBE ST,

C3

C2

3,5-T2: 4417

33-T2:4.34 2 |

3.,5-T2: 4.41?
- |
3,5-T2: 3.87

_T2: ?
35-T2: 387 7 3,3-T2: 4.34 7

3,3-T2:4.34?

A F RE

3,5-T2: 3.87

AEEEEEEEEEEEERRRE]

o REEEEEIBEBEBEEEBERBEENE
o dote BEEEEVUEREENENE

KA W e

A HER (min)
K2 MmEFDIBROTIA— NP0 (T2)DrA< NI Z A
& T2 DAL, 3,5-T2: 3.87 min, 3,3 -T2: 4.34 min, 3,5 -T2: 441 Tho7. £, 33 -T2HELV 3 5 -T2IcHLT
EFRENEBHERTRL TS,
B, @RI A RE, MEITALEE (min) 2RLTVS
3572 35-Y3— KOz, 33 -T2 33 -Ya— KO HEUE 5 -T2 3.5 - Y3— K O=> C1-03: AR
T25 4 PHRHE1-3
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EVIRE
Serum concentration (ng/mL)
TT3 T3 TT4 3,5-T2
Cl 1.22 0.21 104 0.006
C2 1.03 0.14 80.8 0.009
C3 1.48 0.19 127 0.001

TT3: h—=RI KU I—=RYrO=2, T3 UN=ZAMJI—F
Y440Z2, TT4 b—=&RILF bZ3—KY/OZ>, 35-T2
35-Y3—r Y10z C1-C3 ART VT« 71K 1-3

MEM (F—Zide L) 1, 35T21dy=
0.65524x+0.01361 (r=0.99477) TEMBEMEZE 5
Mz, BRERRD S B Uz Wi o o &R FLIR AR A
VEVREAZR VIR L, 3 CICRlET L
STV TTS, T3 B LV TT4 IOV T, X
CTHESNTWDIHE? OfBENTH -7, —
7, 3,5-T2 122>V TIE, LC-MS/MS TERL T
DWEMEEAERL, EELTHRHBALT
DN AE? T, BEICRDEIZRONS R -
7o 3,3-T2B X35 -T2 12 DWW TIE, Bl
NEE—7BNHAME LET2OE—27 TH D50
BTEIehoTolod, EETEXRMhoT,

A

6 TR R AL E o A RIRICHEST 5 2 &
ZHIICHR 21T > T\ D, WEERICH| X
STEFHD T2 Z [MIFFHIE T 2 B EHRG LT,
35-T2 ICOVWTIE 1 DD E—27 L LTHESHh,
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WMETHT-N3IMIKE L EETEZ, LL,
33-T2 B LV ,5-T2ICH>NTIE, EDr—»
DU T 0B CE RSO ERTER
oty BN LTz &1, 2 DA R
T3,3-T2 & 3,5 -T2 MENENDEESNT=DT,
HIE B ORIUTIE L <fThhTnbd & EBbh
5, IBAELEZLEICE—7 BTV EER
DOEDELTCTROLIIIHFEZXT, BE—71L2
OHDHN, ERoTEY 1 >O—7 RNEN X
IR TREESNTND, LWVWHZLEThD,
FROZEEHRT LD HEOOEDSE L
T, 33 -T2 & —EDWEIZ L TE ZITBFEARR
L7z 3,5°-T2 % Z L EHIRIN L TR iR & ERk 3
%o 3°,5°-T2 O FDEEBERIC IR 238 2 T IR
RETHE, B—212 20— RNER-71-1
DTHDHEMRTE D, SHOFREITIIMAED
RN T=D T, WHEELBEORBEE L THRET 2
TETH S,

X
1) Iwano R, Toki M, Hanakawa J, et al. Quantification
of serum thyroid hormones using tandem mass
spectrometry in patients with Down syndrome. Biomed
Chromatogr2022;36: ¢5249.
2) Jongejan RMS, Klein T, Meima ME, et al. A mass
spectrometry-based panel of nine thyroid hormone

metabolites in human serum. Clin Chem 2020;66:556-566.
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B2 O THDLEEEN S, BIRIBE RN E S,
BT RNERE LB LT 580H 5,
WRNZIBWNTIE, AR 160 44 F2 5 0D (B R A3 VR
FESEDAEHIEHEZ BN LTHIZ LTV 5,
e R EIRE HEDONFHIRE DI, it
R 7ra—er 7 EMENIERTH D, Mk
WD X O RER (7Y —) ZEA)DIREN
WAL, FRY OB CHERNLE 1 5 IR
(LLF, 7 Y—1h8) NERMICIThbh T& I,
ZOBRBETCHT LHIBELARWEER S 503, T
B O CIT > T DIEHED D, ¥ EF<
WNTRINS OB RO E F, 7 o—RFE =
EbigniRdZEpBECRLELES -2 Y,

ZOLH T, OSETHEENHESI BT S
I, JeREFEE AR 2 A RHIERIR O Fik L
LT, ARBFEZFPICHERSND X912k, Bk
IIRMPIEIE 100 % & Fsd T BAF R A SRR T
WE SN Y, I TS O b RIS BAF72
BEBERRESNTVWD Y, ZOREE, FEN
WA N RS AZEOIRRDNIAE Y, 18
PR Z T T ZE NN Lo TE T,

ZoXoREREOL L, AARRE - RKEE
ZHZ, Minds (B AREBREGEITMERE) OF
X (BRI, —eF RSV AT =
T4 w7 L Ea—IC L VB S NT-HEE 2 G T
X)) TEADL EREIEEAZEZRIA R 74 ]
22022 4F 11 AICRF L, FD%, 202342 A
\Z Minds Z29EAA FF 4L LTN#EShz Y,
HEHIIATA RTA Vv EBRTEEERB LV AT
YT 4y a—FBRELUTEREZHES L
7= (EZE BT B AR « Rk FS O EOE
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V flap 15 O A & AP 1 [ 0 B 1X#E 55

x®1 BEER

Pre-ERAS (N=27)

137 (63)

MAEEZTIRLS (v FA v b=—URIE;
p=0.265), fif o i B & A B BT IC 55 0 A B
B2 R0 (AE T ~ v ONENAE B R

p=0.432, p=0.001), APEHIHE % BHINZ%E, ERAS
AP mEERALHRE LT, Zhbs
Scale PA¥LIZ & D EEHE(LR ICEH IR AT LTz & 2
A, ABEHI A~ F 21X ERAS A D 3K &
Moz, (ERAS O[alffRE#E *f i 3.9; p=0.009,
i o HH A B D (A1 AR EGHE e iE 2.9; p=0.8)

Post-ERAS (N=27) p

PRI (£ )

Rl 5 hRE (L)

B (kg) ; FoufE (L)

BMI (kg/m?) ; HHAE (L2 2)
g

SR JBRE

HOREE) = = — 1 PR
YAt 7 ¢—

ity T

NEZ B E S (gdl) ;s FE (L)
Kz (gdl); hofE (L)
IRERFIsS

Thhh

B59

KU BB

VP ¥ b

GMEFCS

Level4,5

17 18 1
14.2 (13-18) 13.6 (9-17) 0.06
28.3 (18.5-50.4) 27.7(19.3-57.7) 0.5
15.4 (10.6-21.8) 13.7 (11.1-23.4) 0.294
23 21 0.727
1 1

2 1

1 4

13.5(10.0-15.7) 13.4(10.1-15.1) 0.952
7.1(6.1-8.0) 7.3 (5.7-8.2) 0.445
19 20 1

10 14 0.412
1 2 1

2 2 1

20 23 0.501

*Loy MEBERE, U —MiE.

TAREAIE, L RRIK SRR A IR KIRIE, 5T NMDA SZARINZS, GABA b T > X7 X F— B KABAE, BUAMERME T FREL, AR,

BMI ; Bodymassindex. ERAS ; enhancedrecoveryaftersurgery. GMFCS ; grossmotor functionscale.

x2 Eg BEWEANIX—%—

Pre-ERAS (N=27) Post-ERAS (N=27) p
FRIEE R (43) 5 FgefE (L) 45 (28-224) 43 (28-171) 0.979
[ T HEBEEL ; HHoRfi (L2 2) 16 (11-17) 16 (12-18) 0.479
A E 13 16 0.586
V-flap % 13 5 0.041
FITRERT (5) 5 Rl (L) 429 (292-577) 402 (306-571) 0.18
Mg (mL) ; HofiE (L) 1626 (410-5156) 656 (254 -3047) 0.001
TR A A () ; i (L) 94 (48-133) 95 (61-131) 0.809
Witk EAA () ; FRfE (L) 32 (4-175) 34 (15-65) 0.959
FMB ARG ER (%) ; FRE (L) 61.9 (35.8-92.3) 61.7 (38.6-81.4) 0.91
fiTEi SPO (FE) ; Hdefis (Lo 2) 18 (1-62) 30 (0-73) 0.373
itk SPO (J£) ; i oufi (L) 6 (0-41) 6 (0-23) 0.849
SPO & IEH (%) ; FAfii (L) 50 (21-100) 72 (20-100) 0.267
TR AR 35.5 FE AT R (47) ; e (L) 30 (0-450) 90 (0-510) 0.154
FHTHE TR (B) ; HdefiE (L) 36.3 (33.7-37.9) 36.7 (35.2-37.8) 0.197
il 2 0 0.49
ARSI (H) 27 (10-113) 20 (7-38) 0.001
90 H LA DT ARZH 3 2 1

SPO : Spino-Pelvic Obliquity
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0.688
0.235

0.49

O O O = O N OO

0.051

0.544

0.35
0.49

S O O = N = O RO
[

0.49

SMA : LB lHI BB IAE (et

x£4 BARERE
Pre-ERAS Post-ERAS
(N=27) (N=27) P
At 3 2 1
JRIA
Ji% 3 1
ERAS : enhancedrecoveryaftersurgery.

Discussion
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