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Two novel cases of biallelic SMPD4 variants with brain structural abnormalities
(M7 Vv SMPD4 25 52473 2 i1 hC S 0 2 1)

ML ONKEDOEE
U IZ]

T Bl 28 55 V3R VR A D TE 8 72 I RlGEFR DM S D JR RN Lo TREE S, FEHE
7R B A& UTR B TH D, GO E ORI EE N ALK, Mk
B PABHIR TS, IR Rl 55 | PRt A B R B P 55 | PR G S - LR T | Rl
I FESND, o, EOFHREBIZITEEMER D REEGELTEY, IfFOBETF
HIWFFEIZ K> TR D EEFHE 7 AR — X Mkl O 8 BEIZ DI EE WV -T
MR FEFENZ I 1T B F B2 BB 5Z  DIB AR T D EH DINMTE 2 HE DK &
ROHTENHRESILTND, AWFFETIE, BT RS FRE G D5 B R KB AR 22 BAHR
[ & ChHoTIEBNZ DWW TRFER B T T 2Tl 2 JEFIZIWT SMPD4
(Sphingomyelin phosphodiesterase 4) BisFDFHL AT M FRIELT, £z, 1 E
B CRIESNTFHDOAT ZAAY AR ASUT U MZONWTIE, I=0— UL VLT
BTV NDDIEBLIN DR T EY D LA Z LD FEMITREEL T,
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ABFFEITIEFN R F i PR ZE B 2 O A& UKFEE 5 G219-N, G220-N) BELUNER[E
BERFREIR B e P 2 B 2 O 7GR UK 5 15-282, 17-163, 20-207) 215 THE{TS
iz,

FEICEDAM T —LRa v M BE%, BB BLOEOMBORMEIMNGS
J 2 DNA it ., =7 — A& i LT=, A7 TAAY AT NIRRT 5
RNA A7 TAL 7 DEACZRRZET D200, FHE 2 BILOMEE R O AR R 41
75 total RNA Z-fiHH L Reverse Transcription Polymerase Chain Reaction (RT-PCR)%
FEfT . HEWEEED E TA 70 —= 7RI CT TAIR R Z— i AL, 2r=—PCR
IZCHMO Y AR — T HHIEE % Sanger {EIC Ty — 72 A% 7o, 1=
D= UATIZ I W TR, HIIREERBLA AN T2 I A~ —% W TEE 2 OF /A
DNA 7135 SMPD4 D27 12 7155 15 128 5.5 2187bp D DNA B i 2 H4i&EL .
FRIEESR I 2 EGFP-N2 X/ 4 —|Z/n—=7 7=, au=— PCRIZCHEAIES
FOERA T FAIN R 2 —7% 3B L 7-, HEK293T AR B AR 721348 R —7 =
AIRE T AT 27 ar L, 48 B DAL F a— a4 N/ total RNA %
FhHL RT-PCR Zfitif L7,
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2 BlZH\NT SMPD4 (NM_017951.5) SBAn O 7L AR AT U hERIELTZ,
B 1 IIREREATE YT MNe. 740 _741del, p.(Val247Glufs*21) &AL, JeRKMED
AEAED T, OB, TR, BpME] ., O E S U, B 2 13



BT A YT U Me.2124 2125del, p.(Phe709%)3 L TN c.1188+2dup) & A L.
BRI, BRI T, M g5ia ., BIEHME, 1o AU AKAERIBE R | o
PATRIE T | INZEAE . ST RN 2 /NIRRT Rl 72 & SR 7 e R E R LT,
c.1188+2dup /NUT U ML RNA AT AL 7 DR ZE TS ZENTRHAINTZZE
D5, RAG M4 1 F 3D RNA % iV /= RT-PCR ZHtifTL72, T DfEH., A7k
\Zd&oT SMPD4 BT DIV 13 DAF YT hExT-L, 367 ZEHLUEOT I/ BEE
il 6 I IO BRI N (p.Ala367Ser*6) & AL U D Z ERBH LN 5T,
=V VAT LW in vitro BB RN T, AR ARG I M DR AR
BLOERMD 2 SOEFREM N EKRIILTEY, ZHOH RSN T IER DR E
PEMIL T 13 DAF Y T HEUTRREFEY & — L Tz, BRUKENORE RIZE
T, A BAR T RE W) 3B AR L R TTEEALIZ I BLL TV A EvRIB S vz, LLE
DOFE RS 2 FI mRNA 1T BT LIS ICIEL T, Tt A AE
P mRNA 53 i ERE(NMD)IZ L > THfRSIL TV D ATREME DS RIB S ILT,
[Z%2]

SMPD4 [INEAT 42 I DANK G A AR TRARY L) LB TINE T
%35 Mg RTFMERPERT 1232 —Baa—R 35, ITHEOHFIE T, m7 L
SV SMPD4 /XU N3 /NBEE , BIERFAE ., d6 KON & B A PEO PP 12 MR
EMIM #618622) DJFKE/RAHZ ENHEZIL TS, BEER TITH 30%DIEF] 23
W B I Z LS TLEART TR L CWVDD, IREEAMEIA B AT U, HDHWIE
BAHENTOEEMIA B AB LR T TARGEIR AL R FF BT, JIVESAELRT
DA 2350 | LRI D F B AR LTz, AAFZED 2 SEFITO T b EiER Y
TN LUTRBYEEOMKRFEHREMZ ZLZA0 TG ECAERFLTRY,
SMPD4 BHEUE R OB AR T AU EE ST THNEE S TlIR N eZ R LTV,
Fro, AR BITBEE R L, L REREE N, FE N EEE, FritErEkgsa,
2 AN ARIFARBE R IR L RS A7 T A B35, A0 2 JEFIDOIBHEE 2 134<
O L FREER I E DO — N A LIT, A A ARTFAE JRIFIE, AR A EE C
AFLTBE BT DREAET R THY  AIRERFIS 6 7% TA o AV ARG R IR %
FIELT-, — )7, BE 1 IO ORI T AR LD o7z,

AWML TIFAT TAZAF AT MR T25 mRNA OZARIZOWT, BFEH
D RNA AT EI =2 — v AT A KD RNA AT O E 21 T RRGEEL T2, &1
BUTDHZEFTRNA DB NF— T 528 T AREFNCIBIT DA ETIRNA O
FEEBUE T A NMD I2EALDTHY, T 7L AERELE 2> TOARTEEMZ SN L
720 S=U— UV AT AIE mRNA AT D720 OFREI DG SN2V A0, Bin - FEH
DARAFEFF RN Em<E D A TF TEZRV A PRSI 8) IR BAYITIEBLL T
DG ETREIZB VT, RNA BLANE L DIRFEIZA A7 AT L THD,

[
AMFFE T, e RM/NEEIE, B e E] AR R, TAM A B DM



FGEREME R T D2 AOHAANBEIZBNT, 3 DOFIHROMEAEEIA SMPD4 /X
U7 N RIE LTz, AWFFEIE SMPD4 BRSO R BB O AR DOJLKIZH BT 5
HLOTHHN, BARRUCTE ST % FHNTIEF ICREETH LI LD, EInH LR
AL DR BABFR AR IH 9 DI TS BR DIE B DEFE DL E TH D,



