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Figure 1. Positions of the 8q24.3 Deletions and the Corresponding Photographs of Affected Individuals

(A) Schematic representation of chromosome 8 showing the breakpoints of the 8q24.3 deletions. The minimal deletion (individual 1)
includes SCRIB, PUF60, and NRBP2.

(B) Photographs of individuals 1-5 capture the core facial gestalt, including microcephaly, bitemporal narrowing, wide nasal bridge,
anteverted nares, long and flat philtrum, and thin upper lip.
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Figure 1 PLFE0 gene diagram (above) indicating mutations found in our cohort which cluster in the second half of the coding region, apart from the single
variant in exon 1. Mote recurrent splicing variant in exon 8. Below Is pictured the known protein structure and location of RRM domains in relation to the
missense variants.



P T ae S o, PUFGOHE I EA £ 5 VerheijZi &
ER ARG G, SR K B kG CERE R R

{HAE 4R 1E 181177 de novo i RAZ M 3k v, A 30 3
CELAN SRS

Santos-Simarro&5 i & 11311 # Fa 24514 - H RS Al @i, R [RAR
NC.439C>T (p. Gluld7) Fic.1144+1G>A, IR HRBTRAT A (
a consensus donor splice site)

Graziano 554l & 1) 1451 F 3 IR AR 1 1) @ EL RS R, PUFB01T AL 7+ Jyc.541
G>A, p.Glul8lLys) . 1EFEINNHRES Kk & G IR A2 AR 2H 2 78
PUFGOH 6 55 i rh BN W, HRZH SR AN R a2 M iR ) LI B 238 & AE
I R B 9 L T-PUF60AE 7 M4, A PUF60 I ARG & B Bk
Py i 25 2 Rl panel 4

Ophthalmic Genet. 2017 Dec;38(6):590-592
Clin Genet. 2017 Sep;92(3):350-351.



https://www.ncbi.nlm.nih.gov/pubmed/?term=A+de+novo+PUF60+mutation+in+a+child+with+a+syndromic+form+of+coloboma+and+persistent+fetal+vasculature
https://www.ncbi.nlm.nih.gov/pubmed/?term=Eye+coloboma+and+complex+cardiac+malformations+belong+to+the+clinical+spectrum+of+PUF60+variants
https://www.ncbi.nlm.nih.gov/pubmed/?term=Eye+coloboma+and+complex+cardiac+malformations+belong+to+the+clinical+spectrum+of+PUF60+variants
https://www.ncbi.nlm.nih.gov/pubmed/?term=Eye+coloboma+and+complex+cardiac+malformations+belong+to+the+clinical+spectrum+of+PUF60+variants

Verheij%z

A& 1E5NoonanZi &1 i AR R B RFAE

=M VerheijZ# &1k NoonanZz & 1iE
=L 4B N + +
fafiiash K 5184 + +
CRRZNIAES + +
% BRI, BIATR M (SR, BrETE, MR =M
iR iR IREE D8, ARARAG &L, PRETE R .
Bl il N
& L. BRI, BERAT |85, S8%F
AR SALEIH, S50 %
NGE NGRS N AR
A /N AR AR
= | JE FERNSHE, EiERH
=5 15 [EASR=
5] el 01 P
H HATEE, HALREAR H A




Verhei j%: &1 5 Noonans &1 i s BR 7 B4 1E
=AY VerheijZi A1k NoonanZg & 1iE
HHEKE H FERNEHERE CEMEAR, | FZONE. SHERE Y. JN
BRSNS BT MAL, | S
iR
K IR
(=3 BMEAKE . BREAE|BERAK
ZHEE. RAERE B o 0 R e
o IE PrlE g skan . = AIRg Sk | DU A . I JE ML LR v 3
AR A XM RS . AP B8 I | R JEOEA IR 590, IRERE
I Sha
GiliEE o
B4y ) LA 5 R CIEE]
]
HoAt ANEMRE A BELERS ., Fas













S

1. RIAERMERARE R EHERERRSF:

Peth ik gk AN BHER O /AER  4dib/  EFAN 0 2Rt Btk 5
A . . . i o P /2 Y g
CER Tewm me 3w A mA PEE 46 R BRiRE K
hrl6- likel 8
ANK . NM 00 exon ¢.3866  p.L1289 y_P : =3
] _ _ . Y
RDI1 88%331%%%2; 1256182 10 3887del  Pfs*22 et athocgem AD KBG =1l RAE

ZE R Ui

ZREAR T3] ANKRD11 2R 1 NS RAT .

.3866_3887del(Hh2k), FEE LIS p.L1289Pfs*22 (FIBRAL) . %A RAE T2 AL A,
ENBEF R AEIERAC. £ HGMD TR EdE R WikiE . &K REUE0 i, SR AZR
LS TR, AN BREAL ST R . RN T NEH KRR, 1SS NG EOR A R

— j— | Sample: $121335_17C068951_ANKRD11-chr16-89349062-89349084 F345-C8 F
AR SR ANKRDI1 CHrlG-$93430625 ¢.3866_3887del p.L1289Pfs*22 5
89349084
Fﬁi e Sample: $121335_17C068952 ANKRD11-chr16-89349062-89349084 F343-C8 F é')(: L/}l. hﬂ
By s ww o omowws LR . L 5 g @ g g gy 17C068951
C T G T T T T T c G T [ G ¢ C C T c T c T T c Cc C
HEnR

B
17C068950




KBGZR &1L

« HerrmannZs: T 19754 B IRFEI N Kt T iR T KBGLE S L (

Orpha 2332; MIM 148050) , JfPAX3ANFK 2k IR ik 44

« KBGZEAEERE —FEILKE ek BB AENN, @751

FRIE PR, ERIE AR Oy SR T EREEE . e Ul
FEF. B (XERMHE) REMKEER.

e 24 N1k, KBG ZEEMECATE 10024 B rhdkiE . A

ERERINIM RN W E R 2R (FEa AR A
RRHENTE o BAE IWHPEIR G IR . BEsiE
v BRsEL WP0REsR. B ERRE . RIS R A O I BR P






bbb

KBGLR &1

BRI PRER I -

« PREIFREI (5 CHRIEMARI60 - 80%)

=M, Rk, —FE, REEd%E. 820, SFETH. KA
FEHARE W,

- FURIH (FEREMERISSY) -

EF, IR FESYIFESF, R—AEERD, HBTERZEIAZRT
ABF T B EE W CORKTEEE T 102K (5 1) M. 722 K (L 1),
WA LG, FRITE. MRRKEALE. BRF. FRATFAR (L
1A VI3 2 0 LI T 56D






RS 1% 2H REAK Y, A1l KFPEHHB:  2018-08-30
LG A TR R [R5 22 27 e B S [l S 122 B EUIRCE -

SrET I - WESOQ01: 4= 40 i e il

i A 12 Wt s -

Pl e 7Y -

s
i
sl

AR KRG 6 H 4
5 I S -

raR: @R RER AT, RISHRRERMERKERIER R

1.5 52 mRR I & AR K2 H 3R 57

RER  BRAk  BEm @A RN W BRE  BE | 5
BN e 4wy mmm o 2s mE W AW R s S
chrl6- c.7274dup E ﬁ
SEC NM_0066 C Pathoge . o A
AP 30748634- 62-exon34 (p.P2426 het - - nic AD Floating-Harbor ‘E'Jx’ér‘{E ;%ZEE
30748634 T&*17)

e fl: EEIhRE TSN REVEL(rare exome variant ensemble leamer), P: FlAHEE; B: MRS - KA



b

Floating-Harbor Zi&1iE

o WYL AR I BRI

19744 HHRobinsonZ 1R #i Pelletiertf1Feingold(1974) 1t
% [E - fiiFloating %= [t A LeistiZs ZE ForranceHarbor [z 5t
Bt i BB s 451, T A 44 N Floating-Harbor 4 &1k

o RIFFREJLER A, IRRRIN: HAEMKEMRK. kR
W BN BREIR. FE R @RISR YRIRTE.
RS . e . RASEIE). ™R MERIA
GE MR, SEEENES. BREESPER KK

.y




[y

ii

Floating-Harbor ZZ&1iE

R

S YRR AR, SAK. I, REREAE R,
SYENF AR, ST AL A IRETRM. KBEE. L.
BRI Wi RS

P T b fer . EBBKkgE A8 . L0 Ll ik ok A7

B DUEIE, WK, JeRUERRIERAR

REACE, BEsE, JRIE N, FERi K h 7k iy 52 5 i
HIAGER . NFIR R . BN faE R A iR
B HRIKIEIR . I REASG

ZRAE. KRR L

FLEETE



-+ BRI IERIGR B TR K
- BB REAEI TSR

IEFRZ BRI AT 32

SRR/ RN ARREAR T R 2 B
- MR ERE. BREE. AIRERRIMEZ

i PRR DLEAT e



%
=2

E\GE B
(';} o) @) iy JC A
~

Tongji Hospital

M s e
LCCCiLy

f

T 19 1 DU T 18 TR O TR DATA TA T
5 T TS 08 T T T O A

5 SRS 0 (3 D00 108 08 SN08 75 0 T T O

R

‘e






