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N1SWAIUINITNTIAEY BRAF ’Lue}jﬂ'w Cardio-Facio-Cutaneous Syndrome
WIBSUBANT AYVIULN, ATUINT Faaztuaiala, weuwndisyns Usswusway
Abstract
faendealdsunmsitadennummdantusvygaindu Cardio-Facio-Cutaneous
Syndrome  wagdosmansiamanvemsitugnssulaensasiafieiinseniugmans fudu

e fURnsquiideiugmansnsunmedld SuneumnelisonuuuiBmafioniamanuiiaund
p1875 Polymerase Chain Reaction (PCR) W@z bidirectional sequencing Nan13ATIAAIY
bioinformatics tools @ansanIaNUMIIUABULatUA G W A fidumis 1406 (c.1406G>A) Tu
Su BRAF uardwmaliiinsiudsunlaswansnesdly 7isums 469 910 slycine 18 glutamic acid
(p.GA69E) wagdinssne ulunsansinduamnues  CFC syndrome  usnaniidiiniansaadu
BRAF Tusiouaziusl agslsfimilinunnufnunfivesBuisduiugruhmananeiusiinulugniudy
manaeviugAAntulm (de novo) uenaniveuazusllaildiduninzaaslsn
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Introduction

Cardio-Facio-Cutaneous syndrome L‘ﬁUIﬁﬂVlNWUQﬂSiNﬁﬁmmUﬂWiaWNaﬁﬂﬁymﬁLLasﬁ
AMNRAUARLARITAMaR WU SnnuAuRaUNAvewlausn e Sdnwagluni Rande idun
fiinund ftlgmilumenu ndundeseuuss flennsdn aumgmeiugnssusniedesivuiuileglu
RAS/MAPK pathway tuBu BRAF, MEKI uwag MEK fmuaumaiduln n1siUd sunuas n1sui
IWIULAZNITILVDUTAR ‘uaﬂmﬂﬁé’qﬁwmwﬁwﬁ’aﬂumiﬁ@uuﬂuiz83 embryo uanaNi M3
FeduerafimnulndiAnsiu Noonan syndrome wag Costello syndrome iilesanilanmguesnans
nanetusluBuioglu pathway ey

WPUATNTUINIATIEY BRAF, MEKI waz MEK2 lusausemeuansgaisn glsduas

S

gluwslaannamnnadnmguiemsuiuniseanwuunisariaedtulseme naaudideiug
ANENSNITUNMETIATUNTRONKUUITNINTIAAIUATUNTNUNIUNTT I8l UITaNTTaUn g
AIINTI98U BRAF newtiasaniluBu Ainumsnaneiugunniign (68.5%) agnslsiaulunsdilidny

ARl ingIaBuBU Y MEKT wag MEKZ'

Objectives
1. LﬁaaaﬂLLUUeJ%ﬂﬁﬁmmmm’mwumLW}S{J@G Cardio-Facio-Cutaneous syndrome e
2. #111909995UNI75398U BRAF TugUag Cardio-Facio-Cutaneous syndrome

Material and method
1. e DNA lSumsigainiesaisden nqunumadeuinig lneweiady 3

(%

Magausznaunle JUIengesiunouaz il
2. Yalwswes (DNA Fudngawin 18-24 mer Aldlunisiindiuan DNA Tuusaiidesnis
Y aa i v U A A
n57397878 PCR) Nldlumsnsialasuniseenuuulaedniondudmungainnisseu
Tunsans waganiunsaguimuniindanudfgnieadia  Nlsienu 1ntuesnuuy
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wazAuANAMAIN Mmenisidgen Miuasnndluledunesunda nateqlusunsy (Primers,
Biomart, UCSC genome browser) yihlilagalnsiosndiaanin 6 yandanudinigse

81 BRAF Tu exon 1 11, 12, 13, 14, 15 uay 16 MuA15197 1

M15197 1 Yalwswasnldlumsnsramanuiaunflutiu BRAF

No. Name Seq (5-3) Length (mer)
1 BRAFellF TTCCAAAAGGTCTATATTTAAAC 23
2 BRAFel1R CTGAAATATCTGAATTCTGGAC 22
3 BRAFel2F TCCCTCTCAGGCATAAGG 18
4 BRAFel12R GTAATAAAATGGTAGGAGTCC 21
5 BRAFel3F GATATTTTGAAATACTAGTACAGG 24
6 BRAFel13R TGAGTAAATCTGTAAAGCTAATAG 24
7 BRAFel4F TAAGCAACCTCTAGTTGCC 19
8 BRAFe14R TATGTTCTGAAGGCTGCAC 19
9 BRAFe15F AATAGGCTTGACTGGAGTG 19
10 BRAFel15R TCGAGAAACCAAAAGCAGG 19
11 BRAFel6F CTAACACATTTCAAGCCCC 19
12 BRAFel16R AGTTGAGACCTTCAATGAC 19

3. AIATIVAINUNLE deRTIRaTiUSEN Macrogen Inc. Useimnenudlduaziinanuan

Ansevisonelusunsy Sequencher way CCDS
Result

HANINTIVEYAlNTHaINImNYAnUN1TAsuLUAatUanugy 1B Tugthendgilasy
m3fadeindu CFC syndromeusildwunisiudsunlasualuauinfiniugy 1A usnaininanis
aialuiawazuivasUiglinunisnaneiug (UN2)

150 150
B T AT T TG & s T
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JUN 1 uanenan15n3aalu exon 91 11 vasauund (A) wasgiildsunsifdadedniu CFC

syndrome
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c.1406G>A
5UN 2 ueine pedigree vasnsauATINARUIY CFC syndrome

Discussion

NAN15ATIAME bioinformatics tools @nsansranunIsiUaesunlasua G iJu A fisums
1406 (c.1606G>A) Tu exon 71 11 v838u BRAF uazdmaliiinisiUasuuwlaswesnsneviily Asumis
469 270 ¢lycine W glutamic acid (p.G469E) wagdinsseanulunsans LLﬂ%E’]u%@JJUﬁ Cosmic 11
Huavnues CFC syndrome uenaniafimansaadu BRAF Tueuasusloghdlsimallanuni
ﬂmJﬂammgu%aé’uﬁ@mdwmiﬂmaﬁuéﬁwﬂuqﬂﬁumau“]umiﬂmaﬁuﬁ:ﬁﬁm%ﬂm (de novo)
FedenpdosiusenulusmeUsamg” uenaninowazusllallddunnzvadsa

msmaﬂﬁuﬁﬂumma 289 CFC syndrome Thnsdiflinuanamauniludy BRAF, MEK1,
MEK2 eradumsehiiBuduiiluaing (30 %) fuiudnslimeluladduiiaunsansamany
HaUNALUTanY Array CGH wag Next Gen Sequencing (NGS)
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