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JUSE A 1% Zr Bai e i PRI e HEST IR ¥ b he”

RiFam' KoM

PIAAE 3% 2 B 5% (autism spectrum  disorder, ASD) J&—
20 Y LB R T RN , AR 2 TR AT, SRk
78, REE WA TR R, B R 2 B, e
A AT RREE—2E  MELLS A, HR W 38R R 288 AT, IE
PEIFRE A 45 R e At 25 R BRI p ™ AR T DA
HAMWGETT, h ERRE IO ) LB 4= 294 60—180 71 A,
A E DO HSPRE R T BRI 31 260—800 77 AP,

164 1k, DRI B B B R s ML) v oA o8 4= WA, 2
BN SR e 2 BV AR TE R E SRR I R AE T R R
AR , IR RIT RN T B, O T i — 2L WA AR
THURE B0 K 52 19 43 A= ) 2= WL DA S 45 S R SR 7 0
PIMAE RV FTSCR , S IHUIE () L2 T 8 )y 7 A fS
AR I BT ER AT B, A SCREET X I 4 R e i I e
A0 e DR DA PR S 7 o 0 R e PO RIF 9 A e 35 DR 46 T
X FH O HE R TERA , FFR T AR MR FRE A IRTT A HR R B
WESLHEAT B3R, ISR 7 KRBHIF B (B 55 AR FIA OGN
AP,

1 FEESEMERRTHE
1.1 EYEE—15 5 YAk

WABWIIE R, Y B AAR 15q11-q13 340 B FIE & 4F
DAV B Ao 36 X 35, O A1 2 A PR SE A OGIE R . X 15q11-
qI3 Yt fk b SR TN, %0 t GABRG3 LA (1
AN A A8 A 15201602655 F1 15201427468 L N2 GABRB3 4
6 AN AR SR AW, FE X SE 52 E B, GABRG3 1Y
15201602655 2 H UL AR SAARFORR A 78 S 1A 5 IUMUAE S8 3 A
X%, L5 AT HERIIYE GABRG 3 R 5] iy 2 U0, A8 S ] fig
T30 PE AU 3 . R AR 2 AR SR A AURARAIT  (H e
fTAT BEFEIH D RE L R0, 3 v] RS 5 SOHIOMUAE (9 5L A
I 4h , GABRB3 H ) RS4906902 F1 ATP10A H1 1) RS490671
S AHURE A 25 () OGRS, IR, GABRG3 Fl GABRB3 7]
RES SONMUE 9 &R L o 55 78 15q11-q13 Je ik A5
GABRB3 1 ATP10A JL [, AT RERE N o [ 0 ATHE £ MUAE
AR, 1 GRBAB3 A RS2081648 11 RS1426217 ¥k 1

1% % 254 (single nucleotide polymorphism, SNPs) -5 ASD Jo
H6, T Ytk 15q11-q13 119 GABA %14 B3, A5 1 G3
I DR AN [) SNPs 5 AN R e A TEIMUAE §3% 22 2 1) &
A NFEAER MRS S 15q13 IR BR T 5 ASD AHOG i85
VEZ PR & AR ORGPl o 2408 F 1 BERg ™,
15q24 FNEOL 2L Zafdgi kR & —F S 5 R4
TR RN 25 | S 1 IEAZ A, 78 2 Al i 220 & 5 of & ASD
PR IR 2 R 5 VR . NEOT AHIDG 1 ASD 2 LUK Y oy
PR Rk 5 77 FAL B0, PRI NEO 1 b 450 5L [H] fl i 2 ]
AR, FIRBFEFRIILE 15 Sk b, ARl R S 9
JiE (14 25 25 A e R — B, FLIR]— 5 PO AH O 35 [ 1) AR [
SNPs S AIHUAE ) & A A —FC, PRI, A DA EXT 155 G i
A o B DR S MU 1) O R A T AL AE ST, o
A F AT R 5T LB
1.2 YLK

T IAE 5B £ B R AR R, B R A L %% 4.5
R, DR IR 0 22 B DA IO 5 1k e e st A A o
PEYe ORI A5K (sex chromosome aneuploidy, SCA) 91k
M 28 & & A B (XXY Klinefelter Z5 41, XYY, XXYY ),
67 ASD BHEAR , 0140 75 15 /45 5 e hs , S iR IANAIBE , 112
BepE A ACRES TR o T HA SCA WY, & Y Y faufd
ZRIE L X P R 2 IRAR 25 5 FBATUMUAE , R W] T E— 240
FEY Yl o A e PR R K R 790 o/ I 9 K1 R 58 4 Bl £
PP E LY, /8 Bishop DV 2P NRFST 45 b 47 K4
20%H XYY S HEFI11%89 XXY BP9 ASD, Fb— ik
R HR R IOMUAE A5 % 1t 10—20 4% , T HLA IEYR 320, 78
ARLEBAT 2 W7 ASD [ iy 55 ASD B S UHFR LR
BRI PR . R T MY R 5 IMORE I R A —
FE A G

2 REER
2.1 SLC25AI123EN

SLC25A12 7€ ASD [WZ R R DI RE K — IR IR 1T (ATP) &
B R E EEAER, R 2 TA K & ASD e B R, I
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J& SLC25A12 11 (% RS2056202 Fl RS229828 #E K, Chien
WH S ESE T o [ B DO AR IIMUEE 55 SLC25A12 3
PR 2 ] () D T56 , 45 T 92 W] SLC25 A 12 JE R 5 IUMUE (12 K 3
TCFEIE  (ER AT TIA A %3 DR AT RS ICHURE (14 B 2Ll ARRE bR
ST R E R OCER . AE E LTS RL H ARIIE K 2R X 4
AT SLC25A12 JE R Z2 8 PE 73 A1, AR B L SLC25A12 FE [
SJRMAE A7 AE OCHE , AT TA SR IIOBRE VF S ik 1% 8] 22 4 FH 45k
BRI ZE VB , 32 RN B A S T 3 AR 22 2% 2
Y BIF 5% RE AR 7 F5 SLC25A12 HE IR 2 I i (1) A1 56 £ (6 Sk
o &5 BTk, SLC25A12 16 AN [F Rl ASD Hr i) & A= %A
IFi), e B — AL 5% 3o DR — 5 DR DR — R B A B FR A L
FUESE H BIAEA IR A b & 30
2.2 CHDX:MH

CHD2 3L %745 5 K FIR G R Jy 3Ry | IIUMUIE AU
RAEAT K, CHDS Bk H 28 48 55 I iE A8 ) sk e A1 %
CHD2 #l CHD8 A & B I ik i & R G h iz 33k, e
Az LI e S5 1 B MR/ A R R R E . XM
ol 358 R #1028 T T T ) 7 ORI, 5 2 845 A 0%, 5908k
9 AR T UL A — Sl 225 U A B A R Y, CHDS
YN Y- a=Buy LR ke e TR SN (B S E R Ly 5 i 1
MAEAT 1, CHDS 2878 if S 80 BE R Jiakse 0032 Bl i
FEFNTE 5 4EIR | AT O RRAE 5 IIRE (AT A RRIE— 3, Rl
PP B A S R A K | S A T A0 R A R 511 5 2K 4
i, AT BB A 25 AL 8 F B 55 . CHDS 2848t 51 )
A%, RN L X CHD8 28748 A T 77, X th vl g 2 5
HAIMAE B b L2 N EZ —. CHDS JEe4 M1k A
PRI 575 5 5 ST [ i PR 22—
2.3 SHANK3 A

SHANK 2t [ 58 48 2 (5 1l PR ASD 95 6 119 1% , J
SHANK3 3 [H J2 5 DL (1% 35 RS 5409 SHANKS3 JE A 1
TTLLEA T P X b 28 R e SR S A M 5% i 1) 28 fl 5 B0
Y g il S 0B 1 . SHANKS BAE R I BEAR 2 W0A N 2
FHASD R b 28 RGeS [ AR AL . VR ZE
BEA 5 E M IE SR AR, eI BRI E | X
e AT REAE U OIMUAE 9 2 J o A DR MU ol T B S 5 S ATp
N 1 FEAER R 2 22—, SHANKS3 H[F 114 58 fil i 2 1k 52
BE R AR IR Sh 2 )5 2R 1 A T I, IR 24y
PEZE Ml L, SHANKS A] Rl 3 5 i A5 b 1) e iz
WEIEM TR, 2 58K E AR SR W2 50w
FEEL B PRI SERFE R TR EE T LA B 5 A AE AH
B A MEAAE REA TN, LSRR RN 2 A 0 T ) e
K, S B 2 W i) R IR SR HEIR YT T 58 . SHANKS
FERTE /MR, IR R A A R AR SRS RS RS
ASD Ml BIA T 4, A0S A+ L A8 R FERET TR, R UL

SHANK3 J: [RUZAISRE A BOms HE R 2 —
2.4 PTENZE[H

PTEN J&—Fj SRR S M R il , 2 i e ae el AR mT 9
B S Y N T, 2B R PTEN R 728 B A 7E 235 10% 11
ASD FE Sk JLZE R PTEN B[R Sl M 2 c IS A
A AT = PTEN KLA, AT BRI K A o ad Ji A
KANE G & B LA DME AR B o A 7o 2R 280, gk 247
N EEAT R S A E I AR M T 28 0 W
T PTEN K& (X i) Bk 2 5 2 PI3BK/AK T/mTOR 38 4 5oF B8 380075
PTEN 3 [H /212 18 B% 16/ 5 ASD &1 i i g B3 5 (5 7, JL
FEIR 5875 55 ASD- B N 2 RUAG 56, 2 IIVMUAR frY 32 4 1k
AR DIMUAE f) FE 208 7R R ™Y, AR PTEN JE A
HI/NRRILR V2 B HDE A9 7O RRIE , t 16 B PTEN & 5:3%
ASD W EEZEUR RN 22—,
2.5 PTCHDI#:[H

PTCHD1 3[R 58 45 R4 2 % 1 e i 140 80 S Pk i A% 1
R, KX Ineie R i X Egima g § %L,
FamFU [ AT R, 249 1% A0 H R ) R R
BN EA KD, BB ] G R ) A 2E A (R
BURRM, L HE /N ) SR 2 KB R . 2R R
HH /NI A IIURE B AH S 95995 1199 BEAE B e R 8 F 2
YER AR ZURR2E SR RGO B FE uE s,
I, PTCHD1 JE R bR T 2 b 48 % 8 WG A 1) i 1B 6 PR, o 2
ASD PYAH A HE 5
2.6 CC2DIA KA

H—A~> CC2D1 FE[RARAT By 2= > Gc A2 it ag e Ty, i
Z CC2DI1A FEF /N R B AR AL 22 Bl b L 2 sl Fn 4
&, ELEEE 32 2 0 52 ELMEVERS 2 . CC2D1A FEH 5 Bk
REWGEHWE T AR, EHHEZY T+, CC2DIA JEH
HAFPEIEFE CC2DIB I A . CC2D1A FH M CC2DI1B 3t
NI REFItT s e F AT EE K J CC2DIB &
H 2 85 M BLRG , 1 CC2DIA/IB S & sh ¥ 5k =
CC2D1A FEFH F/NFAARL . Bk CC2DIB JE K 2828 flits 7%
4 F CC2D1A F1 CC2D1B & [R5 48 0] REAT B T4 J1 s (1)
o, TR 7 B fe R AIUBORE (8 A — AL [RIRHE. CC2D1A
FEPR SR 04 /N BRR B 4 2 iz e fis #hag s\ &2
B SRR E AT, CC2D1A K[R8 1 [ hs 70 oMk A B
HIEURIEH . T CC2DIA [ B HiF 5% il BE S AE A A
PP A SR AT I IR VA 7 SR, DG I R B 1 335 PR A
TR EEE, nT B 1E e B B B R 285
b N T T A

BT DL R4 R B R I8 14 22 ASD Byl 1) o ok Bk
A, i NRXN1.NLGN1.ILIRAPL1.GRIN2B.SCN2A . SYN-
GAP1.NLGN3 NLGN4 FI CNTNAP2 45 , o] S35 Il 114 2%
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AR AE B R R K SR, SHANKS, PTEN L) K
CC2D1A FEHAE/INR A B35 vl LA I AE AR A | 2 L
FIMAE SO 3L . 1P 2 A AL Pt 5 ASD A 56, 4
FE I LR YRy 5 VR R ALRE R R A i — DB £R A AE
o AT R gt S R AT G Hir 2 S L 4
FEIRI A O o BRI L g A LR LAY, H 2R
A2 & A ASDYR I 10%),

3 IMERRERTT

I BEAESR | PIVMURE 335 3R it A e St TR 2 3, HH R
S LTI G 2 56 4 WA, (HL D T 08 Tt IIVBRRE &5 &
W, ARZ A EF TG (B GRBE AL 2 SR kb FE AT
B BRI SR AT O R IR R IT T R (I
Tt TR FEANRRAIT s PE R EAH R A5
FEREIRYT s RMEAE 2 3R F 2Ok A R (BUT (A AL
S AN TR I AR S R B TR BT R
I RIS W R A IS IR R EIRYT . BARIRTT
FEBZ A% AT RIREE. DURISSZE a0 Es s
HFRATAIT VIRE SRR SRR TR YT IVMUAE ) DA B
JRIBRAE , DA R IR (4 i — 2P S R R 4R ik 22
3.1 PHEREIRST

IR BE , R T 7R IMUAE 8 5 220 T H R sl 245
Yo A UL R U IR RE b AL B 7E TR 15 55 ASD AHSCIYAT
SRR (AR AR R TGRS 78l TR 20 H
FUNVER, LA I 2 B ASD & A7 7E i IR E R 520
RERREAGD, $RhIR 2 A WR 5T (2 4 WR5T) AT LA BELIRT 2 15k JIEL g ik
it foiT NG RE it 22328 I3 7 5 b 4B v R AR VR . T
I, 228 WR 55 0] LS By ASD S (1 IH B g 32 (AP &2 1 8
HRES . WFSE R B, PRI B E FEFh IR 2 A5 WR ST K5 BB
IV B SR R . AR R I R R T R
BHERATF 64 1A LT BJLE, X 10 % LUS A JIGEE 1)
HFERCR B D XA AN ATk T L £E%F ASD
95 BB SR AR W02 7 R0 9Y ASD . S e IS A AL R E -5 U
SiE JLE A, (8] 78 5T 41 i (mesenchymal stem cells, MSCs)
BAHCRAGRE P T RFE , AR 7 IIUAERE R A A R
PEFED, SRR T I A 24 4L 8] 75 5T T 44 e (umbilical cord
mesenchymal stem cells, UC-MSCs) H AT 2 I8 35 FHT 4 4%
Pk, R AT TR YT & R 20 5 B e ey, 252
A5G MSCs #£ P 1 B B JR 40 i 1697 19 ASD JLEE R I 4
TR AR T O A S R R UGEE B F AN
W, Hegad [ frE UC-MSCs 3R Y7 e , VAE UL
ASD SR FNHEIE AL R AP0 Rt , A0 Y AR
TRIT A B IOMUAE 8 LG R A A A , X i 4t
CIMGERE T SR ARV EE T R EEE L. HR T2
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S S R ], S 7 AL AN R S R T B — AR
32 PEREIRYTY

AT A —STURIF 9T R BH , AR 28 RN A AR AR B, AT AR Ry
IRYTAT R R (AN TR R T b 22 s B i %k 7 e B i FA 7
by B B B — i A RO 3R 0. BFSE R I LR R
ASD LA ARG B9 7R, LTS B0 A 3t BRI e ik —
R . A h B AR R T AT DA b A AR IO A
MRIESE AT A A2 o i P AR R R A R g
fiB 7 JESE AR R DL AR R T . SR A O
PR RTAS R AU B S & i 17 I i i 5 — Rl k4%
R, AR CFE A T 3 Z2 5T 22 T, R L RBVE M Ah 7E , Bl
FETCHARIFA TR RS B RS B TR Z A0 4R
WA BT ASD HYIRYT o 6 BE AW A R, e KA AL S AIsl
JiE A FEZR R, LR B BT RER , FL S
S BRI OCHE. B SR T R ARG, R
TR, B AT I 3BT 2, Sk AT AT DA A 7 et i T
25 BROR RS T R AEISLE LAY S A RIS 2045 5%
P, I FLIA AT AR5 BRI TR, fie K, BBLITE 578
T AE S8 PR At
33 HhFmmERITE

PIBE (1 B= 223R Y7 IR 2 AR ZGIRYTY 2 x4k &
P Bl PR AR I A ik R R B VA 8 A U A% O
ARE, HZGWRAYT AT RESA AR KON, TR AIOE LAY A
JEHEEARAEL YT, & ARITIEAE N — R R IR YT ik E
W) R . T IME B A g AL R LT
INIGBZ AR R AR T T ) A2 8, Wi 22 5 e AR Y
T4 o AR AT DME S —Fp T DA A B2 )2 4 T 3k
BT LA SR 45 32 Bl R Miki— IVl ] 5 FE B A 2, DAk
wEh R AEE AT T LR A Wit is shoh g, 1
JNASD AMARR)IZ SR AT Bt e W, & SR 7 IO
i B LB T AR B . AT — R R A
B I BRE ) LY Rk I D B FUR AW 2 A A & e 5/ & NS
AL FREERRE | T4 3 I N B DR RS AR . MOk 1
UESE 2B, S BTG T XHIMUE fE AT 1 4 A
WSS FNE AT R T A S Wyl T VR S
B DI FB B L T BN A 28 T R 5 A T34 i
HFELAE AR Bt g, R, shs Bhia sy
AT RE 2 G IVIUE F A B L 7R A T
34 IREREIRIT

PIBAE ) L2 A A 0 2R I DR R B A D 2B X ASD SiE
ARG B 2 AR S, BB IIOUE (1 )L 38 2 Blid
PeE o AT T & S L&Y A K SRR SR A
ARARSST, IVMUAE JL 8t 28 5 HH BB AR A5, 4 1) R MR
I ) e, R G 5 /455 R A1, LA R 3 M RS T 2, a0 e R A
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A7 40E 3R /ol B L M R, AT () J L ZE X MoK L B 9
K& (specific carbohydrate diet, SCD)J5 & 1T il Ag K410
i 521, AT 53 LA AR AR DL L 1 IRtk A7 oA FIRE AR
L, FETCAY BB A B R A AR FE P R T AR L
A P AE 3% 28 B A5 A2 O R A A — BV TE B9 A 35 B3R T
FE 40%—50%0 ASD S8 LAELE R T USRS . TEER TR
L GAIAIAYT ASD AT SR, HAT ROEAT AN
FE o IR EE AT DL e ds 5 BB LA R Qn ] fec iy b AR 4 4% 7
{1 8 8 2 R H T 56T ASD (A 0B AR S 4 B T
BILIIRE™ ., AR RM, 2 AEWR RS — D H WA
P 2B 25 0T LK 1 15 R BE Hh BT ASD L 1 o 25 IR i 119
ASD & R FEE—F AR 2454 R DA SOZ 4R A Z 5
TORWE A 0 75 20— B K & BRRITIE SEE - Guo ZF5!
6 A IS MR 43 e BE 1 52 ASD HRL S AT i DU i ) 1
JLE R YT , 45 R - ASD BRULINES BE A
AKOF-IA AR T IE 3 L, WA ACE L 825 5, HAS K5
ASD JEAR S A O, 5 AR A S IOURE JL B JE K K T
TR I E . RIIEnT A& B [ PE L8 e 3 LAY
WZWH YR 3 G Y 5K 5 ASD AER A X .
I, I PR S A A b B2 ASD JLEE A THEAN A0 B FR 1A , 5F
PR T s AR Ak 1 T T it
35 RPRIT

FERIAIT O AE 2240 A T I R EZ R, BN 7E 6
REPEWLZE G ARATHEE(E FH 1 R SCEERZ AT IR T IR, LA
AveXis TEB HE M WLZE 45 A T ) — I AR 6 UE B, $
SMN 1 BRI [H 1) T 21 I AH SR 7 OCAAV) ZE BT A L &
AR ARSI PN, SERY TR AR E BY S A 2
BEI7 RGP AR AR . A 5 —FlA B9 i RNA
Rk, T AR BRI B AR LD A A B, [ SO K Y
YetafA 15q11-13 5 UBE3A LR [ 218 AT /0N 25 11
LR (— RS M U 1) A ™ R, @Bk UBE3A A LA
FRMRZ Chinl #ik . 76 AR ASD /N BB Ffv 5 2 3 i —
FlEr X UBE3A-AST MRt i L EEAZ AT IR 7] 52 UBE3A-
AST 7KV 45 Sk PR 2 B AIG , 45 ASD /N R W32 Bl b
PRI, oy — TG S T R A TR (14 s ) A vk
FEIR AT AT WK 5 B AE /N BRI & 3 o R v s ik
1132 3 Bl 8 18 W 52 T A /0N B0 A 8 990 7 i 81
PO, S [a) R 2 A A A R ASD HE AR BRI OE
B2 AT R[] e S AR 2 S T A
36 HEREE

AIFFEEE W], ASD FEAR i et 5 RRk 2 B Ml 55 1 fif
FHARIESY, JT ARk , bR i e A )L 28 114 280 75 B
82 BATE LT AFASEALI A 3 |, LA T2 N JRE S ALAL
INSSTRRBCE MU A EE I R T SR, BT A FE MR

AIAFAE LR 22 57 AL R SRR 0 1) o 5 AR e A 2
ekt o R PRI EE A IGE PR BN R A e i
P28 B SCHR Y BB, (AR B UIRIOCR 2 220857, 25 A
B0 R, X IO 28077 0 e SR A PR 5 S Bl
78 W, FEAN AIOAE U0 7% A s R e el PN A 2 7 5
AR Z 2

4 Fig

25 TR, IR S — A A TR 2 R 2 R R N, T
)32 BRI g D T A R e SR R Y 28 A8 ek sl
LA R R 2 8 06, 0 B S ARVEI AR, 2 Jdbk 3R
Bl Bt 2558 AN R R AL R 2 ma A G . BEE BH HEOR
AN BT A S , IO 95 [R5 A AL 98 LEFE SR A
V2 ERAE AL G O R . 3% )L i
FE S F 1AL IIWETE , AT LA IR A AL RS- T i oI e
A4 DR B R I AL, PR A I 3 A R0 A%, NI
AR A 1) PO A L 2 e R S A ORI T A
ERAEANIIE (A A AT LI, DA T R85 L 2 AR Fr) SR 2
XTORAE A8 LR BERATT WA S BRI R v (EAT)
SRAEREZ AR ZAL , A A, T B — 25 1 IR i L K
B ZMSEEIER . HIEBERYT I 2 A R IR B LA
B LA AL 2 i SR I R B AR vT 25 A 25 iR B LR K R iz
TGO, 38 24 BN ] i RS V67 5 125, SR A4 R g s Ak iy 1
Tt , AT RE Rk AR LA A RE R, R R A2
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