Press Release

EET
A RFEEE | 5B K2

st XEMFRE R NP E R A5 ENERES
2024% 3 H13H
R S

V7 VERGHRAEDMIREMEDFER TH S EEHER
~ aFRIIE DIV MR ME BE DEEHTH S 2 ~

[FRRDIRA K]

SAERERET OIVIMRRMER B ICHWV T, U7V SREEREFDEG T (GNE
BNERENHZEERR UL,

TDERICKVITIIBZFEAEGH TETRVNENDH DT,

TOFREERAUVERZFOVIRRIERELRMEBERUBBEN R TMZRU. GNE
BIEF DFTZTREREDBAS H &R DTz,

U7 VEBEEEDN IV IMRCEHRICRHEZERIFT XN ZXLORENEFIND,

[RFEHE]

BHEXRFEHEERI7IARFAOIEE M52 BES DRI IL—T I The First
Affiliated Hospital of Soochow University (FE)DJVIL-R7 U KERE.
Oklahoma Medical Research Foundation(ZXUA)DUI 1B ED
HEMRE T, MIMREMEZ 29 E2E(CHV TlFEICHFKET D GNEBEFIC. CNE
TICHREDBWVN 2 DOEERZFHBUFU . GNE [FEEEETH D U7 IV E(FDEER
THY.GNE [CEEDHDELTIEERHEEEEZR I CENHREINTLEL
2o UD\U. SEIOERFIMRICBRBUEEEZRLTHY . CNETIZHD DR
A=—DIRBETY, AAE Tl GNE ETFEENM/IMRBMNEDER &8 D h 2=,
BEERIUELFEENDSIE—AEZHDOVIRP LU GNE Bl FRIEHMERIT
B ET.ZR GNE DHEERRTEITVWE U, TORR. BED GNE FEBEZRELT
DEETZIFEAEERDTHY ., U7 IVEBOERENEUETLUTVWERL . F B2
N IREBIRRIEIMZ R EFNTLKDETATETRBATLU . ZDZED
5. BT ZIFEAERDENFADDUE<KEE GNE [CKWEBZIFEFTETDIED
D, MREBEICIEFTD TH D ENRBINK UL, RRARIE. Y PIIVBERTE
([CED<KIMVMREEIEDAEEREY. GNE BEEICE D<ERBEZEDRIEXNZ
ALDBANDEMNHFINE T, AAKKRIEL. 2024 F 2 B 27 HFNT.
EpEFEMiEEBlood AdvanceslICigEINELE,

1/7



Press Release

GNEEfRFOMRERICLS
&2 7 ACAEIR /R

>3
Pa A

BECRUERERD
GnedfaFetZE~YI2 EFEAIR L

(AREREAR]

MRZR/NDM/IMRICIE MEICECZEENTT HMEELIEEBINHBYE
9, UH U, BEEVVHEIPEERICI/MROEIS AMEL E S TIE. BRI TR/SNZI/MRD
BMANEBEERVET, Xz MAAFEBENMIRZESERZEZELCLEIZH. M
WBEIAICBEVWTE, IVMREIIEESOMHIFICRTRTT, UHL. BRINTHE SN
M/MMROFHIFEE & E< BIMEHRAEELVD DDFERIEDED S ZEME I/
ROHER I WRDEREREDFHENEEHITKH SN TWLNEXT,

2 TOHRRIEZDOREICHEH Y EMEEINDEEN BV E T, ZOEEDA T TIIHRA
REECRURICHKELTZ. TOMEEEICIE—EDEIHEEEFELE T, I/NMREAFIS
I8<, EDFRMAICIFEHMNFELI I, M/RAEILTS3I-4BDEIC. U7 IUMEE
ML EN DHESHDIEE TRV ET BV 7IUEE T FESEHDRIRICTZET DERIERED
T IV DYIBEERICKVTIBREINE ZETY , DL D BRIMVIMRIE. Bt 7IV1EkE
HZ AT DHBOERMAAICEKY . KRB SFCHCHFRINE T, TR0 By
TIVEREEHZ R DIIMRIFZEDIMATHOHERNELS, BEMIREVTEZDZEMNT
XTI,

AR TIE MAVRED DRV I MRME Z R BB SAZENTL. GNE &5 TFIC
CNETICHREDRVWEBZREREUELUR.GNE XV 7 IVBEERKICN BB F CTHD
ZENS.GNE ZEICKYITIVEEDRWINNMR(TBNHE, [l 7 L "#L” M)k

2/7



Press Release

ERILED)MEEHICEL. BETAD
M/ RAVE [CRFigIC TRORICFREINT
WD ENMRRMEDRER EEZ S
NELEZ UM U CNEXTICHEDNH D
GNE E-FEE CRM/IWERAEE T
FHIET<KHITHTHY., [FEAED T
HOEMEERIREBEFHICI=—I71
WREZRULET . T TCARMAFETIE.
GNE B=FEENMIEMEDIREA
Thdh it d 5 &IcLELE,
FIEBESADINMREREMEHEE
MAL-II &EWSI7)VBEEREL o F %

MR RN GRRAEZRICGNEBRESADHER

1.

A fEA GNEEE*% B

b 5 . L: .‘ y ®
,_‘,r \,«g,(‘ 10,4 vg

GNE@KEL_ & %) Eklﬂl/]\’f}i JIH/J\’F&&%EF%(D&E 7L
& M/ NI AME

C\_E’D < .[ﬂ]’J\ﬁia)r—B’]%_z_up

RERICHITS
BRILAIAN H I

A KR TN L7-GNEBIZTEE2FOBEIALESE
ADMBRHIER, KBEIZEEY A X0M/IMR, KIZEK
Mm/MR%RT, B. GNEEE MR TIHES T7ILELH RS S
. MR R E RAERREFTED MRGRAMED X h =
ALEZEZBND, C.P735RKI~ 7 R IFBRFEHI 7 i H 1

ZHHUTCEDEZRIFUZECA B (220, £3ar FO—Lv YR, HIFPT3BRKIT Y Z,
BAICEARTETFTUTWBSZER DM U IMREFEINY VINOBTH S CD42a
FZDRERIBRICIUVIVEEZNEEUVERIMN, SEINDEETADIM/NMRTIEFEEY.
CD42a MEBEEULEFLTVWELZ. DI ENS BETAD GNE BI-FES
[FHEMNCIIMRICEW TP IVBDERAEZ5I SRR L TVWSZEM M FELEZ(E
1A, B),

RICCEFETATRDON D72 C594Y & P735R MELGFEENDDSE.P735R =V
D2 Gne BIEFICH D/ Vo1 (KI) YOREOEERL, BETAEERORTEIN
BN3HNERIELELUTz. FEARIEIZ. P735R KI YIREBEROFEHNICTRE
H (E) #711.5 BHEICEHSHVEINEIZERU. SEEUEUR BT D ERID E11 DX
PREBRITDE MEDEIRERTH S perineural vascular plexus (PNVP)H5

ZE (AT TOFEME DREBENERL THY . TDREBICIEEIRTE D E BRI
%Hﬂ’afg’(embromc megakaryocytes, eMKs) 1'% <EFEELTLELRZ(E1C, D),
EB%':)< ARUZMERNEEEN O TR TS EN INEMDERTH D EHTR

BEINKUZ, Tz EFER eMKs DIENIX. BURIFERKNEMZERH D7 IVEEEHE Y
JINDBTHBIRR TSI ZUDRENIZATERHOND_ENS . P735RKIVIRT
BonsdiutmiE. RRFSZU590INOBOI7IVEEEDE THARED 1 DELTE
ABNZET,

3/ 17



Press Release

LT KVUEFHISELTEED GNE  mo2. amrasss@ns B -2 2oNEOKERI
DEHICEZDHEERETTDEICUE | Acnekoms B

U7zo GNE (V7 IIVEEBRICHEWNT2DD /\\ +P735R | @
BLBBRRIS: O&Eo TVET.—D | O 717 roseav 1%
BI3. UDP-GIcNAC = ManNAC A& £ ) ' wanL |5
HHAEL. ZDBEIEE®D ManNAc & | onemsz L4\ (BEIrEE-L
ManNAC-6-UVBBAEUVBELET. | 0 srammmsEL o7y

- e e ~ A. MSTHARIC THEH L 7-Gne-KO#IfEIC, BEIADER
ManNAc-6-1J VBEIXZDRICTITIVEE | oNesGTs88Lro A L2 s 4— BUESA) %

NEBEINET  SEDEESATRD | S0 Gnosn. 7 e s 7 ERAsE (Safnd
o7, C594Y EPT3SROBEFER | s 7 hanal & 5. RONE (e
[ZWVWITNEZFDSEFAHNS GNE DV UEE{L, | P735R) #HAShiBAETRLCEEL LN T,
AEICRHBESADCENTRINEUIZ, TS THIHIC, Y IRMENREIM MILE
SVENT (MS)ICTEEFRmEKMZERLT Gne B FZBIR(/vI7Ih, KO)
FDEICUFRUTZ, TDOMBETIEFEEY . Milakmh 57 VEBEHAZEL(ETLTL
KUTZ RIS BEFOERIZERDTAIVARIY—ZHAL T BETANEETH D
C594Y & P735R Z#>7z GNE ZEnFEAL. MildREmD> 7 )VEEOEENEE
FONERELLE LTz, TDFER. P735R Z#D GNE ZEEFEALTE. Gne-KO
MS1 #ifla TRONSMRFEDEY 7 IVELNEIEIFEESNRN DS U,
C594Y %D GNE ZELTFEAT D&, MilaRmD Y7 IUEITEN GRS DEIEH
RBonEUiz(M 2A, B). i\ T BETAD GNE BEFEREN GNE OUVEREEE
CHBESATVWSHED )Y ITIZAN) -2 1OZRANVTRIES 2 &ICLE LTz #18
IC. BAFRICEFELSV AT 7 )VERRIERE ManNAz Z EECHifalCERWAFE &R
% GNE [C& DT ManNAz-6-'J Bk, ZDRIC SiaNAz & U CHllfeRkm DHERICHEA
RENDNERNEUZ, TOFER. IERER GNE ZHOMifa Cld ManNAz [CHEY D
SiaNAz [FHfRIEREICREINELIZ, — 7. BETADREEFOLIND GNE %
FFOMifE Tl&, MifgRmIC SiaNAz [IREINFEATUR, CDC&ld C594Y &
P735R OWINDOEES GNE DUVBEEEEZZELETFIE VWSS EEZRET
2HNTY,

NEDEN S BETAD GNE BLFIIENCZOEREEICAESFEEZSX
THYPT35R [FTEEMMERRKRTHDENPFSHNERV KUz, SR THHS N E
2272 P735R KI VIR DEEHICH T SEBEIE, TDEMENTERKRTHDIE K
JZLRIICHREIN TS Gne-KO YV IREIREBRE CTH O L ERFAD L TBDE
SIERICRDTZEBASNET,

[RNDER]

AAEIE, MIMRBEEEZETDIEETAICEVTHULL 2 DO GNE B-FEEER
EUFDSEM 1 DIFHIREPY IR ZEFE S 12ERERICH W TP IVEE SRR AL TR 01
BERKTHY ., BETADMIMRCPEERBEAY Y ZBEICEVWTIPIVEDEGETUL

4 /7



Press Release

TWBZEN M) XUz REETAIL 2024 &£ 2 BIRTE. 17 % T BIMERLANE
BRER<BIHEHTVWBRZENS. HESHL.C594Y ZEZEZHD GNE OO INIIHERDER
FEMTE. BETADEFOREAN R EIBEEICIZH D THhAIZENTREINET,
F . ABETAIX GNE ZETHBICERDONSIBERHERZ IRV ENS,
GNE DZEEVDREEMEDEEICLDIERDSERS (HEE. [VVRERRE) HNRIES
nxurz,

AL D7 IVBREIC K DEYIEEERITEERE. GNE ¥V /\OBBEDRIDIEEER
EDEREME . T IVEERRDEEM DA E U7 IVEEN BN 2 BIER B D FAEHLIERR
BR-SAEiSAICE T 2 ENHIFINE T,

[FAFE<IR]
AARIE B 4 FE BHEEMITHARARTHERRARIOZEOEETITONLZS
DT,

GEEEEEE)
E 1) aEEmE:

HDERECERDEEFDEEEICH U TRBUIS VIRREZIET .
FE2)UTIVEE:

R 9 DELENEDISFI C. BE. MlERmOMEHDZNRICAHIML VD, U7
JVBRIZ. SRR EAER. 3858, V7 T IVmERE  lRR BREYMEN TOEX(CHL)
TEEQREZRIZLTVS,

7 3)GNE:
T IEBBDEER, (de novo biosynthesis) ICHBERMREICTFIE T DBEERT
Y. 2 DOBEREGHZFH > TS, IERXEBFRE UDP-N-acetylglucosamine
2-epimerase (UDP-GIcNAc 2-epimerase)/N-acetylmannosamine
kinase (ManNAc kinase). GNE D#EER R BRMERZSISR_IE
BEISNTWS,

I 4)WERH:
BREANMESUERD FCHhD. BMREETHIEEHNIE BHDED T
NORDEMIMBETHDEEH D HEHIIRAGCEMFNTOEXICHWTE
BRREZRELVLTHEY .. ZLDIGE. Y VINIVBVREBEHERELT. TNEN
WaY 2 INOBEREBZER L T\ S,

EB)LIOFU:
HEHEER T DENTIDYVINIVBEDSRRT I —TD &, LIF UILHE).
). MEMRERL BEYCEFEL FEDHES FISERNICES T 58Eh %54
FALTVD. AR TAVELIFY MAL-T [Fa 2,3 FBEERADT 7 )LEERD—HR
ERHITD. T LIFUEEBELFRELTCZEDORMMEZ LIF SiaFind
Lectenz £V P IVEEERH TO— T EUTHAMETIHAL TS,

5/ 17



Press Release

E6)/VIAINIR:

HEDBLCFERDELCFICETRZLY. HEURYUEEBLFIRIEYIANDC
ETH D, COEATE D FEMEPELZEDIARICE VT RFEDBEGTDHEEE
ZHELVEY . BEDEARZEREZEALLZVITIHICIL<AVLSNTL D, KA
R CIX.BEISATRONOEEGTER(GNE #V/\08D 735 BN 7O
J(PYBTIFZU(R)ICERUEZ P735R) B ALY IR E/EH U,

E TRREE (B):

FAREAREIHICRE U BEHICARDER(TSI)DNESRITINEX. Z0R%E
EO.5 EUTAHIIUNT B VIR(\NYARZXZ)IEXE19-20 THET D, AAKT
BAS &R D7z E11.5 ORKEIIE, BRI NTHAS 1T HBEEWS ZEICR
Do

¥ 8) AR (D E R ERERAARE -

EROVIREEDHEIEOPHREREEICH VT, EFIKIEE T INEERNDRIAE
MASFELET D, CNSDIEEEXEK(eMKs) [FRaIBIME R ZEERU Cha B HAMm/ )\
WREEETD. N5 eMKs [EZEAKTH D, —H. HELEIY I D MREERIC
FEREKNERHONDEFFRT R B EMICEANICIEEFEL. TNSIEE
¥ Thc,

S 9)GNE D (U7 IBBERKICH N T)2DNERDERK:

UDP-GIcNAc (DUI = UEE-N-7EFIVT7IVaTZ0)%E ManNAc (N-7
TFIVYI /D) ICEMEMET B5EMEE . ManNAc ) VBB T B5EMD 2 D
%Z GNE BERIFFO>TV\D, CNOERRDBEREHRE.GNE VN VBDENEN
N Kl CHKAICEEH NS,

F10)0UVIOT=RN)—:
BMERTERENE<CEMBRRGE T CERETIDILERISZEIRT . COEEIE
2001 FIZ K. Barry Sharpless [C&>TEAINZED T, YT IV TEEN
NE< EHEMRZES0. TETFRGAICLBERATEDIRIDTHY . 5k RDE
DIEEICE>TEERY—IERD>TVD, FORREICEAMNEESHSN, 2022
FD/—RILFEEZ K. Barry Sharpless *° Carolyn Bertozzi 1 o5hs=
BLUTL\S, AHAETIE ManNAc IC azide EZ{TINL7 ManNAz Z#Ha/\EX
LAEE., azide EEFERNVICKRIDT 2 voTZZAMN)—ZFIFBLT ManNAz
DFEEANDERYUIAAERE LTS,

(GRS IEER]

Mzt%:Blood Advances

WX Y1 IV Novel GNE missense variants impair de novo sialylation and
cause defective angiogenesis in the developing brain in mice

Z%& Lulu Huang*, Yuji Kondo#*, Lijuan Cao, Jingjing Han, Tianyi Li, Bin

6 /7




Press Release

Zuo, Fei Yang, Yun Li, Zhenni Ma, Xia Bai, Miao Jiang, Changgeng Ruan,
and Lijun Xia(MRIIAFIES)
DOI: 10.1182/ bloodadvances.2023011490

URL:
https://ashpublications.org/bloodadvances/article/8/4/991/514638

/Novel-GNE-missense-variants-impair-de-novo

717



