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NQ> NA XPHZIMOMNOIHZETE TO BLAS

« MetaBeite otn 6tevBuvon https://blast.ncbi.nlm.nih.gov/Blast.cgi koL eTAEETE
Nucleotide Blast.

m National Library of Medicine Lewn

National Center for Biotechnology Information

BLAST ® Home RecentResults Saved Strategies Help

Basic Local Alignment Search Tool

BLAST+ 2.15.0 is here!
We have included two exciting new features in the latest
BLAST+ release

BLAST finds regions of similarity between biological sequences. The
program compares nucleotide or protein sequences to sequence
databases and calculates the statistical significance. Learn more

Tue, 28 Nov 2023 E More BLAST news...

Web BLAST

BLAST Genomes

Human Mouse Rat Microbes

« Avtiypayte KoL ETLKOAANI0TE OAN TNV cAAnAouyiat DNA amo tov AcBevn 1, padi pe
NV EMKEPOALdA TNG, 01N Ypopur Enter Query Sequence. AUTEG oL TIANPOWOPLEG
oAAnAouyiog tapouctalovtal os pop@r FASTA. To FASTA gival £vog TUTIOG LOPPNG
OPXELOU TIOU TTEPLEXEL TIANPOPOPLEG KOAOUBLOG PE L GUVTOMN TIEPLYPOPT) TIOU
dlokpiveTal oo to oUpPBoio ">"

>Patient 1

CTAAAATTTCAGCAATGTTGTTTTTGACCAACTAAATAAATTGCATTT-
GAAATAATGGAGATGCAATGTTCAAAATTTCAACTGTGGTTAAAGCAATAGT-
GTGATATATGATTACATTAGAAGGAAGATGTGCCTTTCAAATTCAGATTGAG- ‘—;J>
CATACTAAAAGTGACTCTCTAATTTTCTATTTTTGGTAATAGGACATCTC-
CAAGTTTGCAGAGAAAGACAATATAGTTCTTGGAGAAGGTGGAATCACACT-
GAGTGGAGATCAACGAGCAAGAATTTCTTTAGCAAGGTGAATAACTAAT-
TATTGGTCTAGCAAGCATTTGCTGTAAATGTCATTCATGTAAAAAAAT

nol yNda
yuyyy

01Xno

1

T 9NOA3QOY

Enter Query Sequence
Enter accession numberi(s), gl(s), or FASTA sequence(s) © clear

=Patient 1
CTAAAATTTCAGCAATGTTGTTTTTGACCAACTAAATAAATTGCATTTGAAATAA
TEGAGATGCAATGTTCAAAATTTCAACTGTEGTTAAAGCAATAGTGTGATATAT
GATTACATTAGAAGGAAGATGTGCCTTTCAAATTCAGATTGAGCATACTAAAA
GTGACTCTCTAATTTTCTATTTTTGGTAATAGGACATCTCCAAGTTTGCAGAGA
AAGACAATATAGTTCTTGGAGAAGGTGGAATCACACTGAGTGGAGATCAACG
AGCAAGAATTTCTTTAGCAAGGTGAATAACTAATTATTGGTCTAGCAAGCATTT
GCTGTAAATGTCATTCATGTAAAAAAAT

A
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ATIO TO QVOTITUOOOWEVO PEVOU OTnVv KapTéAa Choose Search Set, emAé€te Human
RefSeqGene sequences wg TN Poon dEDOUEVWV GOG, 1 OTIOLX TIEPLEXEL TLG TIPOTUTIEG
OXAANAOUXIEC QVOQPOPAE TOU XVOPWIILVOU YOVIOLWUOTOG YIX KOAX XOXPOKTNPLOUEVO
yovidia. To POoypapupa avadntd va Bpel Tn 8€on tng cAAnAouyioag DNA tou aaBevoug
OTO YOVLIOLWMO KOL VO TNV GUYKPIVEL [UE TO TIPOTUTIO.

Choose Search Set

Database @ standard databases (nr etc.): () rRNA/ITS databases () Genomic -
* | Human RefSeqGene sequences(RefSeq_Gene) hd

Exclude | Models (XM/XP)[__| Uncultured/environmental sample sequences

Optional

Limit to || Sequences from type material

Optional

Entrez Query ‘

Optional Enter an Entrez query to limit search @

Program Selection

Optimize for @ Highly similar sequences (megablast)
(_) More dissimilar sequences (discontiguous megablast)

(_) Somewhat similar sequences (blastn)
Choase a BLAST algorithm @

BLAST Search database Human RefSeqGene sequences(RefSeq_Gene) using

|_| Show results in a new window

e AgV OTOLTOUVIOL TIEPAITEPW PUBULITELG.

I S LY EABLAST]
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MeT& amd Alyo xpovo avopovng, o BLAST Ba gp@ovioel To ATITOTEAECUOTA TNG
EUBUYPAUMLONG TWV GKOAOUBLWYV OTIWG PAIVETOL TTXPUKATW. TNV KapTéAa Descrip-
tions (MepLypa@eg) UTTEPXEL LOVO EVO XTTIOTEAEC QL.

BLAST @ » blastn suite » results for RID-XEVK66PS016 Home RecentResults Saved Strategies Help
< Edit Search Save Search Search Summary v © How to read this report? @8 BLAST Help Videos OBack to Traditional Results Page
Job Title Example Filter Results
RID XEVK66PS016 Search expires on 02-23 22:55pm Download All v -
i ly top 20 will
Program BLASTN@ Citation v Organismlont(op20lerhce] |
Database genomic/9606/RefSeqGene  See details v ‘ Type common name, binomial, taxid or group name ‘
=+ Add organism
Query ID Icl|Query_5839831
Description None Percent Identity E value Query Coverage

Molecule type  dna ‘ to to

Query Length 386

Other reports Distance tree of results MSA viewer @ m
Graphic Summary Alignments Taxonomy

Sequences producing significant alignments Download v Select columns ~ Show | 100V | @
select all 17 sequences selected GenBank Graphics Distance tree of results ~ MSA Viewer
Max Total Query E Per. Acc
Descript Scientific N "
I R core Score Cover value Ident Len  Accession
v v v - - -
Homo sapiens CF regulator (CETR), RefS (LRG_663) on chromosom... Homo sapiens 708 708 100% 0.0 99.74% 257188 NG 016465.4

EmAé€Te TV KopTéAa Alignments (EuBuypappioetg) yio va Oeite Tnv euBuyp&ppLon
oAAnAouxtwv PETAEU Tou DNA Tou agBEVOUG KOl TOU YOVIOLWHOTOG OVOPOPAG. O
EUPAVIOTEL 1) TOXPAKATW ELKOVA.

Descriptions Graphic Summary m Taxonomy

Alignment view | Pairwise v | || cDSfeature @
PR 0 OPYXVLGHOG OTOV OTIOL0 EVTOMIETAL UTH 1)

nAouyix
& Download v Graphics

Homo sapiens CF transmembrane conductance regulator (CFTR), RefSeqGene (LRG_663) o
: _ o

Sequence ID: NG_016465.4 (Length: 257188 Number of Matchssk1 )

Range 1: 126762 to 127111 GenBank Graphics

Score Expect Identities Gaps Strand

) oo 49735055% 0/350(0%) Plus/Plus Ovopa Tou
il > AL EH ARG 12602 YOV1Bi0U
soper 126622 ULAMLHM AP HOM VAR oo Sjet etvou o
Ay i At
e e AN HGAEETTHETTEAL e 1 Qe
i Azt éhiiiliiiiiliiﬂiiﬁiﬁﬁimeummﬁiiﬂiiﬂﬁﬁi ey XA

orer 12762 ‘HARALHCHOSA é&%&HHAAHrHHHéHHM& - eLoaydyae.

Mo Top&dElylo, Ut 1 eubuypauuion deixvel otL 1 aAAnAouyio Tou AcBevoug 1
elval KXTd 99% TAXVOUOLOTUTIN ME TNV 0AANAoUXix avaopdg Tou yovidiou CFTR tou
Homo sapiens 0To XpwHoowuo 7 e 1 avavTioToLyior LETOEU Twv dUo aAAnAouxtwv. H
oAAnAouyia Tou AcBevoug 1 BplokeTal HETAEU TwWV VOUKAgOTIOlwY 126762-127111
OTO YOVidL0 Urikoug 257188 VOUKAEOTLOLWV.
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« T va evtomioete TNV aKPLPY BECN TNG AVOVTLOTOLXIOG METAEU TV AXAANAOUXLWV
Tou AcBevoug KoL TwV 0AANAOUXLWV OVXPOPAG, CXPWOTE TNV eUBUYP&UULON.

(SHMEIOSH! Ta voukheotiSlo Tou Topladouv  PeETaEU Twv OUOo O()\)\l’])\OUXL(bV\
ep@avidovtol wg VYOG E TTAUAX TTOU Tol GUVOEEL. EQV UTTaPXEL avavTLOTOLK O LETOEU
TWV VOUKAEOTLOLWYV, OV Bat eivail opatr) xUTH 1) TTUAGL. H OTTTIKI (VOTTOPXOTOOT) UTTOPEL
Vo XAAGEEL ETIAEYOVTOG ATTO TLG ETTAOYEG TIPOBOANG EUBUYPALONG. O apLlBog oTnv
OPXN KoL OTO TEAOG KABE YPUUUNG AKOAOUBIOG OXVTLTIPOOWTIEVEL T B€01 VOUKAEOTIOI0U

\svu‘)q TOU YOVLOLWHUATOG 1} TNG akoAouBiag artd Tnv omoia tponABe to Turjua DNA. .

Descriptions Graphic Summary Taxonomy

Alignmentview\ Pairwise v | | | cDsfeature @

1 sequences selected 9

X Downloadv  GenBank Graphics

Homo sapiens CF transmembrane conductance regulator (CFTR), RefSeqGene (LRG_663) on chromosome 7
Sequence ID: NG_016465.4 Length: 257188 Number of Matches: 1

Range 1: 126762 to 127111 GenBank Graphics

e ST AT TR S
S i ittt ibitiiinge,
Tttt .
ey ittt man it
oA iliiﬂﬁii’iﬁiiﬁiiiiéiﬁiﬁﬂﬁﬂﬁi’iﬁiﬂﬂmﬂi srens

[LLCEEL LR R LT
Sbjct 127862 ATTATTGGTCTAGCAAGCATTTGCTGTAAATGTCATTCATGTAAARAAAT 127111

3TNV TEPLTTWON QUTH, 1] XAANAOUXIX EPWTNUATOC EXEL ULo TTopaxAAoyr) G>A ot B€an
127023.

MW VOt CNUELWOETE TLG GUVTETXYHEVEG TNG VOUKAEOTIOKNG TtpXAAYNG;

(SHMEIQZH! To avBpwTILVO Yovidiwpa gival €va BLOMOpLo TIOU OmmoTEAEITOL amd )
OloekaToppUpLo {evyn Paocwv. ETOUEVWG, €LVl ONUOVTIKO VO XPNOLUOTIOLEITE
TN OWOTIH OVOUXTOAOYiOt OTOV MIAGTE Yol TG OXKPLBEIG GAAOyEG OTLG OAANAOUYLES
€VOC YoVIOIioU TIOU 000G EVOLXPEPEL KOL YLK TO TIOU CUMPBXIVOUV QXUTEG Ol OAAOYEG.
MPOKELUEVOU VO TIPOCGOLOPIOOUME KOL VO ETILKOLVWVI)COUUE CWOTH TL CUVTETAYMEVEG
TOU YOVIOLWHUOTOG OTIOU UTTOPOUME VOl OOUUE OLOPOPEG, XPNOLUOTIOOUUE TN OLEBVwG
QVOYVWPLOUEVN ovouaToAoyix Tn¢ Human Genome Mutation Society ywx vo

Qsptvpc’xtpouus TIG MeTABOAEG oTIC aAAnAouyieg Tou DNA, Tou RNA Kol Twv npwts’[vd)vy
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« AKOAOUBNOTE TNV MOPAKATW CUVTOEN YL VO OVOUKOETE CWOTX TN METXAAGEN TNG
oAAnAouxiag koL T B€om TNG. AUTO ELVOL TIPOIOLO LLE TN YPOPT) TOU OVOUKTOG LOG
ToToBe0ing o€ EVal CUOTNUX TTAOIYNONG.

Mo oAAnAouxieg HE QVTIKOATAOTOON €VOG VOUKA£oTLdioU, Bax okoAouBrjcoupe tnv
TIOXPOKATW CUVTAEN:

Syntax

Simple sequence substitution
Syntax sequence_identifier ":" coordinate_type "." position reference_sequence ">"
alternate_sequence
Examples NC_000023.10:g.33038255C>A

3T0 TOPAOELYUA HOG, XVAYVWPLOTIKO akoAouBiag 17 Sequence identifier (ID) sivau
70 NG_016465.4 (BA. To tponyoupevo amotéAeoua BLAST). To NG onuoaivel eAATTAG
yovidlwpuatikh Ttepoxn (incomplete genomic region). AAoOL KwOLKolL TTou UTtopouv
VO TIOXPOTINPENBOUV OTA XVOyVWPLOTIKG okoAouBiag (sequence IDs) eivat to NM yix
"MmRNA" kot To NC yLot TTANpn YOVIOLWUOTLKG LopLa (complete genomic molecule).

Descriptions Graphic Summary Taxonomy

Alignmentview\ Pairwise v | | | cDSfeature @

1 sequences selected 9

X Download~  GenBank Graphics

Homo sapiens CF transmembrane conductance regulator (CFTR), RefSeqGene (LRG_663) on chromosome 7
Sequence ID: NG_016465.4 Length: 257188 Number of Matches: 1

O tUmog ouvteTtayuEVwY 1) coordinate type oavo@EpeTol oTov TUTO TOU HOpPiou.
MXPOKATW KVOPEPOVTAL OL ATTOOEKTOL TUTIOL CUVTETOYUEVWV:

Kwdikog TUToG popiou Kwdkog Tirog popiou
c coding DNA — acAAnAouyia o circular genomic — aAAnAouyia
QVOPOPAG KwdLkoU DNA QVOPOPAG KUKALKOU

YOVIOLWUOTOG

g linear genomic — cAAnAouyia p protein — aAAnAouxio avopop &g
OVOPOPAG YPOUULKOU TPWTEivng
YOVIOLWHUOTOG

m mitochondrial DNA — aAAnAouyio | r RNA — olAAnAouyio ovopopdg
QVOPOPAS LToXoVOpLokoU DNA RNA (ueTarypoipo)
n non-coding DNA — aAAnAouyia

QVOPOPAG N KwOLlkoUu DNA

210 TTOPAOELY LA LOG, O TUTIOG CUVTETOYEVWYV 1] coordinate type eivoat g yio ackoAouBia
AVOPOPAG YPOUULKOU YOVLOLWLKTOG.
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Syntax

Simple sequence substitution
Syntax sequence_identifier ":" coordinate_type "." position reference_sequence ">"
alternate_sequence
Examples NC_000023.10:9.33038255C>A

H B¢on 1 position avo@EpeTol 0TO ONUEIO OTIOU €VTOTIONTE TN MUETGXAAXEN OTNnV
XAANAOUXIO XVOXPOPAG. ZTO TTAPAOELYHA MG, TO XAAXYUEVO VOUKAEOTIOWO BplokeToL
otn 6éon 127023.

H aAAnAouyia avaop&g 1 reference sequence ava(QEPETOL OTO VOUKAEOTIOLO TOU
YOVIOLWHUATOG XVAPOPAG TIOU EXEL AAAKEEL, TO OTIOLO OTO TTAPAROELY UK oG Eivo TO G.

H evaAAakTikny oAAnAouyia 1) alternate sequence avoQEPETAL OTO VOUKAEOTLOLO TTOU
Oev TapLl&del oTnV 0AANAOUXIO EPWTNUATOC, TO OTIOLO OTO TTAPAOELYUA UG ElvoiL TO A.

NG_016465.4 : g . 127023 G >

Syntax sequence_identifier ":" coordinate_type "." position reference_sequence ">"
alternate_sequence

A

JUVETIWG, N OWOTH CUVTOEN YL TN CUYKEKPLUEVN VOUKAEOTLOLKN TTapaAAayn Elval
NG_016465.4:.127023G>A.

« EMavOA&KBETE T IOLO BT LOTA YLX VO OVOUKOETE TIG LETOHAAKEELG TWV GAAWV OBEVWIV.
To OVOUOTO XUTK ELvaiL DLEBVWCG OVOYVIWPLOUEVX KOL UTTOPOUV Vo oiva{ntnBouv 0To
opxeto Clinvar.

(s )

SHMEIQZH! OL koavoveg oUVIENG Tou okoAouBeite omoTteAoUV WEPOG TNG
ovopotoAoyiag HGVS, n omoia eival €va OlEBVWG QXVOYVWPLOUEVO TIPOTUTIO YLK
™V TepLypa@n HeToAAGEewv o oAAnlouyieg popiwv DNA, RNA Kol TPWTEIVIKWV.
Emioke@Oeite Tov LoTOTOTO 0T dLtevBuvon "https://hgvs-nomenclature.org/stable/"
YIX VO HOBETE MW UTTOPELTE VO XPNOLUOTIOLEITE OWOTY YAWOOX YLX GAAOUG TUTIOUG

Q)()\)\ocy(bv otV aAAnAouyio Tou DNA. )

embl.org/sepe
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NQz NA XPHZIMOMNOIHZETE TO CLINVAR

« Metafeite otn dievBuvon https:/www.ncbi.nlm.nih.gov/clinvar/.
« Elo&yeTe TO OVOUX TNG TTOPAAAXYNG LE TN OWOTI OUVTHEN OTO TTAXICLO
avadntnong kot tatriote Search (Avadiitnon).

National Center for Biotechnology Information

National Library of Medicine

ClinVar | Clinvar | NG_016465.4:9.127023G>A [ search |
Advanced Help

Home About v | Access v Help - Submit - Statistics ~ FTP -

‘ We've updated the ClinVar website to better support classifications of somatic variants!

Read mere about changes to the website in our web release notes; more information about somatic variants in ClinVar is available on GitHub.

ACTGATGGTATGGGGCCAAGAGATATATCT  olinVar
CAGGTACGGCTGTCATCACTTAGACCTCAC
CAGGGCTGGGCATAAAAGTCAGGGCAGAGC

ClinVar aggregates information about genomic variation and its relationship to human health.

CCATGGTGCATCTGACTCCTGAGGAGAAGT
GCAGGTTGGTATCAAGGTTACAAGACAGGT
GGCACTGACTCTCTCTGCCTATTGGTCTAT

Using ClinVar Tools Related Sites
About ClinVar ACMG Recomr ions for Reporting of Secondary Findings ClinGen

Data Dictisnary Clinvar Submission Portal GeneReviews ®
Downloads/FTP site Submissions GIR®

EAQ Variation Viewer MedGen

Contact Us RefSeqGene/LRG OMIM ®
Subscribe to the ClinVar mailing list Variation

44


https://www.ncbi.nlm.nih.gov/clinvar/

OAHI0Ox
D

« A@oU avadnToETE TNV TXPUAAXYT) GG OTO XPXELD, B EUPAVIOTEL 1) TTOXPOUKAKTW
o0 AEiTE TO OXOALX VL0 OXETLKEG TIANPOPOPLEG.

-
CIII'Iva I' Genomic variation as it relates to human health

Advanced search

Search by gene symboals, location, HGVS expressions, c-dot, p-dot, conditions, a [REEIRe RN IIVE]S 0 @

About Access Submit Stats FTP Help w »

NM_000492.4(CFTR):c.1652G>A (p.Gly551Asp) Download

0 We've updated the ClinVar website to better support classifications of somatic variants!

Read more about changes to the website in our web release notes; more information about somatic variants in ClinVar is available on GitHub.

Top reviewed classifications are shown here. Submission summary: 32 submissions 28 submitters 8 conditions

Practice athogenic for Cystic fibrosis
guidelines ar 2004 by American Colle.. % AUT]'] .n VOUKAEOT l5lKI']

(1]
E I I
g Reviewed by Drug response for ivacaftor response - Efficacy ]'[(xp(xA)\(xvrl ELVOL ()
expert panel Mar 2021 by PharmGKB - .
w Pathogenic for Cystic fibrosis “(xeovovoc KoL GXETIZST(X"
MATSE Tty T2 ME TNV KUOTLKY] ivwon.

No data submitted for somatic clinical impact No data submitted for oncogenicity

| Somatic |
| Somatic |

Variant Details [ ~ |

'~ H Dl ACT
Ul cVIOITO LI[Re OLO DBLAOT,

Identifiers: NM_000492.4(CFTR):c.1652G>A (p.Gly551A: A A
TR A RA. T(POKELTOL YL ML TP OXAAGyT)
Variation ID: 7120 Accession: VCV000007120.131 N y A 6 v
G'YPB and length: single nucleotide variant, 1 bp ) K ’) 8V0q VOUKAEOQTLOLOU
Location: Cytogenetic: 7q31.2  7: 117587806 (GRCh38) [ NCBI UCSC] 7:117227860 (GRCh37) [NCBI UCSC]
Timeline in ClinVar:
Firstin ClinVar @  Last submission @ Last eval d @
Germline Mar 24, 2015 Jun 17,2024 Mar 3, 2004
MpodcBetn olvtadn
HEVS: Nucleotide Protein ru‘;'::::;;m TIOU OVOUPEPETOL TNV
NM_000492.4:¢.1652G>A © | NP_000483.3:p.Gly551Asp | missense id1o TapaA Aoyt o€
NC_000007.14:g.117587806G=>A , .
NC_000007.13:9.117227860G>A SLOPOPETIKEG KUTNYOPIES
NG_016465.4:9.127023G>A , ,
NG_056131.3:9.761G>A oAAnAouxiwyv, OTIWG TO
LRG_663:9.127023G>A
LRG_66311:C.1652G>A LRG_663p1:p.Gly551Asp mRNA (NM).
P13569:p.Gly551Asp

... less HGVS

Protein change: 0 XXPXKTNPLONOG G551D onuaivel 6Tt 1) VOUKAEOTISIKT
rtapoAAayn) 126023 G>A odnyei oe oAAayr) oLLvoEEog
oo G (yAukivn) og D (xomopayivn) oto 5510 opvo€l g
TPWTEIVNG TTOU KWOLKOTIOLEL.
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