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To yovioiopo ko Bacsig Asoopévev
Login
Username: mbgguest Password: mbg2015guest

Applications - System Tools - Terminal

HAPATHPHXH: >tnv mepintwon mov vwapyel ovviouevon tov terminal otyv empaveia gpyaociag,

UTOPELTE VO YPNOLULOTOLTETE QT V.
210 mapaBvpo mov Ba avoitet, TANKTPOAOYOVUE:

firefox

[nyaivete ot Paon dedouévov ALFRED: http://alfred.med.yale.edu/alfred/ ALFREDpreview.asp

Emé&re Search — Loci — Alphabetic order

(Epgpavifovtat ot yevetikol TOTOL TOL £ivol KATOY®PMUEVOL LE AAPAPNTIKY GEPA)

Amd 10 aplotepd mopdbvpo emAéyovps To emBountd yphppa, ondte oto o0&l HEPOg g 00dvNG
eppaviovrot ot yevetikoi TOmot Tov apyilovv amd T0 GLYKEKPLUEVO YPOLLLLLAL.

EmiléEte t0 ypdppa B.

EmiéEre to BRCAL. EpgaviCeton n oelido LOCUS INFORMATION (Ewoéva 1).

[rs1060915 51060915 [41234470 1
ALFRED The Allele FREquency Database I } | | |
ALFRED is a resowmce of geae frequency dita on himen populations C__ 3178676 1 1060915 [1234470 | ‘ s
supported by the U. S. National Science Foundation. 8176166 8176166 [41240278 | \ 47
Home - EMNics - Searcn - Summares - Documentation - Register - ContactUs Irs2070834 Irs2070834 [s1242285 | \ 1
l[c_ 7530100 1 5799916 [41243100 | \ 39
Locus Information
[is16942 s16942 [41244000 | \ 51
‘ Name |ALFRED UID ‘Locus Symbol ‘Chromusnme ‘Band Position |% ‘M |41244131 ‘ ‘ 47
[Breast cancer 1. early onset|[LO000508N [BRCA1 [i7 [17a21-024 [s16941 rs16941 [41244436 | \ 47
Synonyms: PSCP ; papillary serous carcinoma of the peritonaum ; |r§799917 ‘r57999]7 |41244936 ‘ ‘ 51
Sites List: See Sites List
External Resources: Entrez Gene Locus Information OMIM description  GenBank sequence _Genes and Disease |M ‘M |41245237 ‘ ‘ 50
GeneTests-GeneClinics  Breast Cancer Mutation Data Base  UniGene  PharmGKB Gene Information G di [rs1799949 ‘rsl7ggg4g |41 245466 ‘ ‘ 51
(HuGE Navigator)
e vece ity lrs799918 lis799918 l+1250028 | \ 4
Locus Description: [is799923 rs799923 [41251031 | \ 52
Sites within this locus ordered by their chromosomal position in the 37.3 NCBI build:
—— —— [c_ 2615180 10 5799912 [41257134 | \ 39
(Navigates to ALFRED |(Navigates to dbSNP |Chr Position Status ¢ P":;':;“’“‘ s799914 Irs799914 [41259781 | \ 51
descrmtion) elorency BARS) - [c_ 2615172 10 rs8176109 [41265776 | \ 43
2298562 ; " 2 :
C_ 3178698 1 2298862 41176688 [Now associated with RND2 40 & o GtaE 267050 | ‘ T
12516 12516 41196408 43
8176305 T e : [es1800062 rs1800062 [41267764 | \ 47
C 2615238 10 [rs3092088 41201702 39 [c 2615164 10 Irs3763640 [s1276247 | ‘ 40
C 2615230 10 [rs8176280 41206056 40 |r55176077 \r58176077 |41276343 \ \ 1
158176273 8176273 41211653 51 [es799003 [rs799903 [41277187 | \ 1
£s8176265 8176263 41213996 51
C 2615220 10 [rs3092904 41215825 39 References:
158176257 [rs8176257 41216205 51 - Narod SA, Feunteun J, Lynch HT, Watson P, Conway T, Lynch J, Lenoir GM. "Familial breast-ovarian cancer locus on
158176242 8176242 41217875 47 chromosome 17q12-g23 ". Lancet. 338:82-3. (1991) Ouline citation.
1s8176225 rs8176225 41221596 50 EQ
C_ 2615208 10 51799966 41223094 74
BRACALI 3-site haplotype [rs1799966 41223094 0
8176212 s8176212 41226601 1 © .2916 Kenneth K Kidd, 'lYale Unh':m’sity: All rigt‘lts reseﬂ"ed, The full Copvright Notification is also available.
Originally prototyped by Michael Osier with the aid of Kei Cheung
C 11621042 1 52236762 41226675 16 V ‘ i :
Upgrades and maintenance since 2002 by Haseena Rajeevan
(53737359 53737350 41234304 51

Ewova 1. Locus Information



http://alfred.med.yale.edu/

9. Xe Moo ¥pOUOCHOLLN Kol TTOl0, XpOUocOKT teployr Ppioketal to BRCAL;

10.
11.

13.

14.
15.

O mivakag delyvet Ta SNPS yia ta omoia vdpyovv Kataympnuéva dedopéva.

T etvar tao SNPS;

. H 0ebtepn omAn otov mtivaka avaeépetol 6tov morykoc o Kodwko tov SNP, tov tov 660nke katd tnv

Kotay®pnon tov ot Paon dedouévav dDSNP. Kdabe epeuvnig mov avakaiivmtel Evo SNP, vroBaiiet
™ 0éom tov SNP og avtv ) Pdon dedopévmv, £161 HOTE Vo, LOPAGTEL TNV TANPOPOPio pLe OAOKANPT
TNV EMOTNUOVIKY] KOWOTNTA. O KOIKOG «FS» cuvodevOUevog amd £va VOOUEPO, Eival TO TAYKOGLO
ovopo Tov k60 SNP.

H tpitn otin tov mivaka avagépel ™ ypopocoukn 0éon tov SNP og (edyn Pacewv (base pairs —
bp)

[Toca SNPs &yovv katoaywpnbel otov ALFRED péoa kot yopw amd to yovioro BRCAL; .............
Ené&re to C__ 2615238 10. EpgaviCetor n oerida polymorphism information (Ewova 2).

ALFRED The Allele FREquency Database
ALFRED is a resource of gene frequency data on human populations
supported by the U. §. National Science Foundation.

= Home = Ethics = Search = Summaries = Documentation = Register = Contact Us

Polymorphism Information

| Name |ALFR_ED TID | Locus Name |anus Symbeol
[c__2615238 10[SI000949W  [Breast cancer 1, early onset [BRCA1

Fst |Avg Het |# Populations Typed
0.092(0.363 |39
Synonyms: »s3092088 ;

Frequency Display Formats: |'l Graph Table

Estimated Heterozygosity: |fl Graph

Frequency Download: ™" ®ime= @ Arlequin | Help

External Resources: GenBank sequence Record dbSNP rs# Record PharmGKB Variant Information Record
References: See References

Polymorphism Description: C_ 2615238 _10 is an ABI Assa}'s—an-Da:uandrM SNP Genotyping Assay ID. This is
C/T SNP located in intron region of the gene BRCA1.

Alleles:

|Allele Name |Allele Symbol [Description

C C 5'-tccagtcaaaaaaatacatgttate € tgpttagagactcagcagggaaapg-3'
T T 5'-tccagtcaaaaaaatacatgttatc T tggttagagactcagcagggaaagg-3'
References:

- Kenneth K. Kidd et al. "Data unpublished".

© 2016 Kenneth K Kidd. Yale University. All rights reserved. The full Copvright Notification is also available.
Originally prototyped by Michael Osier with the aid of Kei Cheung
Upgrades and maintenance since 2002 by Haseena Rajesvan

Ewova 2. Polymorphism Information



16. Xto Frequency Display Format emiAé&te GRAPH

17. TTapovoidleton Ypapikn TapaoTtoct) Le TIG GUYVOTNTES TV aAANAouopewv Tov SNP cg dtopopetikonc

TANOLGLOVG OO O1OPOPETIKES Ye®YPaPIKES TEPLOoYES (Ewova 3).

ALFRED The Allele FREquency Database
ALFRED is a resource of gene frequency data on human populations [asia [Khantv(SA000485U, 100, 8/812003) F I
Eppakied by el iational soiencabomadahon Asia [Komi-Zyrian(SAO00489V, 94, 8/8/2003) + I
= Home  « Ethics = Search = Summaries » Documentation = Register = Contact Us. Asia ifm_zn_‘m(w 142, 212912012) I
asia Tsastan(SAQD4036N, 102, 21202012 F I
Graphical display of Allele Fi fes for C__ 2615238 10 Locus Breast cancer 1, early onset e [AmKSA000002C. 80, 85872003 FF I
CEENIIRGE RS [EastAsia [Ataval(SAQ00021D, 84, 8/812003) ]
4 Addiional Info Ieon —— :
prvs— [Fastasia [Han(s0000018. 9% 8/82003) I
[EastAsi [Han(SA0000097, 108, 8/8/2003) + I
c [T [Residuas = an(5A0000091, 108, .
| [BastAsia [Japanese(SADOOD10B, 92, s-fjooz)j— 1
Basthsia  [combodans Kima(SAOOLE. 30 ——
Geographic | Population (SampleUID, Typed Sample £2003)
region Size(2N), entry date) Add Tnfo [Bastsia [Hakka(54000003D 80, 8/8/2003) I
Afiica [Biaka(SA000005F. 136, 8/3/2003) & ] Ocenia [Melanesian, Nasioi(SA000012D, 46 e
[Afiica [Fausa(SAO00100B, 78, 8/812003) F I 8/82003)
7 i /812 I
[Afiica [bo(5A000099s. 96, 8/8/2003) F [ ] (Oceania 000063 RZON SR 03 B
[Afiica [Mbuti(SA000006G, 78, 8/8/2003) F [] sfb”“ [¥akw(SA000011C, 102, 8/8:2003) BB —
o o B . [NothAmerica | Chevenne(SA000023F, 106, $/8/2003) + -
Afiica |Chagga(SA000487T, 90, 8/8/2003) + [ | NorthAmerica 1’+m& Arizona(SA000025H, 102. 8/8/2003) r—
. [Jews. Ethiopian(SA000015G, 60, 8/8/2003,
Afiica M‘* ) I . . [Pima. Mexico(SA0000261, 106, 8/8/2003)
NorthAmerica |~ ]
. |African Americans(SA000101C. 182 —
Afiica 5192003 + [ | L. x+{m Yucatan(SA000013E, 96, 8/8/2003) [H—
A [Druze(54000047L 146, 8/5/2003) F 1
= J_EhUUUUIGH = S)jg — SouthAmerica [Karitiana(SA000028K., 108, 8/8/2003) F ]
VS, ite 4 2
Asia j‘” cmenite(SAD00016H ) ] SouthAmerica [Surui(SA000014F, 90, 8/8/2003) + [ |
Earope Samaritans(SAOOO0SSR. 80, 8/8/2003) [ SouthAmerica _|Tioma(SA000027), 128, 812009 F —
[Farope [Adveci(SA000017L, 108, 8/8/2003) F 1 el es
Burope (Chuvash($40004910, 82, 8/8/2003) F 1 [ [
Barope [Danes(SA000007H. 102, 8/872003) I L
5 [Europeans. Mixed(SA000020C. 182 — [ Residuats
D 8/82003)
Europe [Finns(SA000018J, 62, 8/8/2003) + I © 2016 Kenneth K Kidd, Yale University. All ights reserved. The full Copyright Notification is also available.
Burope [rish(5A000057M, 222, 8/812003) F I Originally prototyped by Michael Osiet with the aid of Kei Cheung
T ews, Ashccaar(SAQD0IS0N, 155 Uperades and maintenance since 2002 by Haseena Rajeevan
P 8/82003) I
Burope [Russians(SA000019K 92, 3/812003) F ]

Ewova 3. Graphical display of Allele Frequencies for C__ 2615238 10

18. ITow arAniopopoea £xet avtd to SNP;

19. T16oeg Ye@ypaPIKEG TEPLOYEG TOUPOVCIALOVTOL evverereerrerrreeeriensiieeneens

20. Emi\éyovtag 1o dvopa tov kdBe TAnBucov, epgaviCetot ) TEPLYPAPT TOV.

21. TTowot amd Tovg aPpikavikovg TAnBvcspovg stvor [Tuypaioy;

23. Emotpéyte oto GRAPH tov suyvotitov tov aAinilopndpemv tov SNP.
24. Emotpéyrte ot oehida polymorphism information. EmiéEte Frequency Display Format - Table.

25. Epgaviletan wivakag pe 11 ouyvotnteg tov SNP ot ke minboopo (Ewova 4).



[Danes 102
SA000007H (8/8/2003)

NA [0676 0324

ALFRED The ALlele FREquency Database Europe

Affrica NA 10750 0.250

SA000015G) (8/8/2003)

Total Population Samples 40

NA 10630 |0370 | |Total Alleles: 2

- - [Han 108
. [African Americans 182 . N Eastdsia [t o
Africa o ) NA 0824 [0.176 (sA0000093) (8/812003)

- Druze 146 i . [Japanese 92 . N
Asia ST o) NA o788 [0212 Eastdsia |6 1000010B) (8/8/2003) NA 0761 10.239 | 5 5016 Kenneth K Kidd, Vale University. Allrights reserved. The full Copyright Notification i also avaiable
— y Cambodians, Khmer P Originally prototyped by Michael Osier with the aid of Kei Cheung
Asia Jews, Yemenite 84 NA 0583 |0417 EastAsia [ —— bt NA 0540 (0460 | [Upgradesand since 2002 by Haseena Rajeevan
(S4000016H) (8/812003) [(54000022E) (8/8:2003) :

\Hakka 80 G
- n o [l
NA [0.700 0300 EastAsia 5A000003D (8/812003) NA |0762 0238

- Samaritans 80
UOPE  |(S4000098R) (8/8/2003)

+
ALFRED s a resource of gene frequency data on human i = e =
ce of gene e : uropeans. Mixel 2 .
supported by the U. §. National Science Foundation Europe  [Eixabeass. @nonosy | F | NA |07 o363
- Home hics = Search - Summaries - Documentation = Register = ContactUs Finas 62
Earope  [oiovo01ss) F | NA |0645 (0355
|Allele Frequency For Polymorphic Site: C___ 2615238 10 Trish 2 Oceania Melanesian, Nasioi 46 % | na |0370 0630
Locus Name: Breast 1. eark G Europe |5 2000057M) @so0oz | E | Na [0721 (0279 (54000012D) (8/82003)
ocus Name: Breast cancer early onsel —_— T -
- [Jews. Ashkenazi 158 . Oceania [ icronesians - F | NA |0.586 |0414
Europe  [iciettl @smy | F | NA [os33 037 (540000637 (8/8/2003)
(SAQROH. Yakut 102 .
i 2 . Siberi NA 0804 [0.196
Geographic Population T”;:E(S;;s‘"“ lAdd. ele Symbol Europe 1;“:;;}'5519!2 (g-‘s.iooz) F | Na [0.630 0370 herta (s x000011C @003y | F
Region & le UID) info info — = N
egio (Sample UD) | o i) c|T " P 100 # | wa om0 oz | |Nerbamercs CS'::[";';‘;'Z @ 3?70503) | Na jose7 0113
Aica  |izka 136 a e has s1 (820004881) (8/8/2003) - H " 102
. o A 0941 |0.05 § — [Pima, Arizona 2 .
[(52000005F) (8/8/12003) i [KomiZurian o4 o | o oar | |Nortbamerca (oS @m0y | T | NA [oss2 o1t
Afica  [Hausa 78 N - (S4000489v) (8/812003) > Sapan
(SA0001008) (8/8/2003) - >0 T 3 5 NorthAmerica [Pt Mexico 106 F | NA (0736 [0.264
e Mongolian 142 4| Na |0775 0225 (SA000026T) (8/8/2003)
Africa [0 96 wa |nen hass sia 54004035M (2129/2012) - R e %
(SA0000998) (8/8/2003) - B 5 [North America |-l ucatan # | NA (0854 [0.146
: A Tsaatan 102 & | aa o7 056z (54000013E) (8/8/2003)
Africa ‘mlm ot NA (0962 (0038 ™ lsa004036x @2912012) Karitiana 108
(520000066G) (8/812003) i © SouthAmerica (S0 @m0y | T | NA (0963 0037
i i = N 25 5 LJ- -
Africa ‘;::»Tuuzﬁ (g‘_g“fgm) NA (0872 [0.128 Eastdsia |5 3000002¢ @803y | F | NA (0625 0575 "~ [Surmi % N -
s 7 2 el o - SouthAmerica (So8 | @manozy | F | NA o744 0236
Africa  [Chagzed g0 NA [0.867 [0.133 Eastasia /61 600021D (8/8/2003) F | NA o440 0.560 >
(54000487T) (§/812003) SouthAmerica [LCLL2 128 g | na [oss2 o148
L A o8 i (320000273 (8/8/2003)
[Tews, Ethiopian 60 EastAsia [~ F | NA |o684 0316
(5a000001B) (8/812003)
&
+
+
&
+

Fl k| E | k|| || E ||| ||

[Advgei 108 r Josss |  [Melanesian, Nasioi T }
Euope el TR NA (0383 [0417 Oceania  Hcancsian. oo NA (0370 [0.630
- 0 -
Europe ‘Chm”h b NA o83 (0317 Oceania  [oicrotesians i F | Na |05s6 0414

SA000063 (8/8/2003)

Ewéva 4. Allele Frequency for C__ 2615238 10

S$A0004910) (8/8/2003)

26. Eivon 1d1eg o1 cuyvotTeg TV 0AANAOUOPP®V G€ OAOVG TOVG TANOVGUOVGS; vovveenereeeveeneieene,
27. TTowo aAANAOHOpPO £ival IO GLYVO GTOVS TEPIGTOTEPOVS TANOBVGUOVGS; v
28. Bpeite 10 péco 6po g cvyvotnTos Tov aAinropdpeov C oe kdOe Nrepo.

29. Ze molo NTEPO EXEL TN UEYAADTEPT] GLYVOTNTO KO GE O T LUKPOTEPT);

30. Yrapyet kdmorog mAnBuopog émov 1o C givar 10 mo omdvio and ta $00 GAANAOLOpPa;

31. E&nynote yiati ot cuyvotreg TV OAANAOUOPP®V Sopépovy amd TANBvoUd 6g TANBLGHO.



32. Emotpéyte ot oeglido  polymorphism

Heterozygosity.

information. Em\é€re GRAPH vy to Estimated

33. Avagépetar 1 etepoluymrtia Tov Kabe TAnbvopov (Ewova 5).

The ALlele FREquency Database
ALFRED s a resource of genc frequency data on human populations
supported by the U. S. National Science Foundation

ALFRED

= Home = Ethics = Search = Summaries = Documentation = Contact Us

+ Register

Expected Heterozygosities for C 2615238 10

Locus Breast cancer 1, early onset
Expected heterozygosities are calculated as one minus the sum of the squares of the allele/haplotype frequencies (1-Zp;%)

Expected heterozygosity values above the cutoff value (0.25) have red bars. Al other expected heterozygosities have biue
lbars. The cutoff value can be changed with the field below the graph

Gt‘;;‘;“‘ Population (Sample ID) ‘ Expected Heterozygosity

[Scale (each color bar in ‘_ — [Exp

scale = 0.25): [Het
[Afiica Biaka(s) 1 011
Africa [Hausa(100) . 037
Afiica [Ibo@9) [ — 026
[Afiica Mbuti(6) [ 007
[Afiica [Yoruba36) — 022
Africa [Chazga(487) [— 023
[Afiica [Jews, Ettriopian(15) [ —— 038
Aftica [Afiican Americans(101) | 029
Asia Druze(47) ] 033
[Asia [Tews, Yemenite(16) [ 049
[Europe 98) [ —— 042
[Europe |Adygei(17) -1 0.49
Europe |Chuvash(491) .1 043
Europe [Danes(n) [—— 044
[Europe [Euwropeans, Mixed(20) | 046

Europe Fims(18) I 0.46
Europe Lish(57) I 0.40
Earope Jesvs. Ashkenazi(490) I 046
Europe Russians(19) I 047
Asia Khanty(488) 1 040
Asia Komi-Zvrian(489) I 0.49
Asia Mongolian(4035) I 0.35
Asia Tsaatan(4036) I 046
EastAsia Ami2) I 0.47
EastAsia Ataval(21) ] 049
Eastsia Han(1) I 043
EastAsia Hau) ] 047
Eastsia Japanese(10) —— 0.36
Easthsia Cambodians, Khmer(22) 050
EastAsia Hakka(3) ] 0.36
Oceania o Nesioi(12) M 0.47
Oceania Micronesians(63) 1 049
Siberia Yakui(11) 1 0.32
NorthAmerica | Chevemne(23) — 020
NorthAmerica  |Pima,_Arizona(25) ] 0.21
NorthAmerica [Pima, Mexico(26) 1 039
NorthAmerica  |[Maya, Yucatan(13) \— 025
SouthAmerica |Karitiana(28) ] 0.07
SouthAmerica [Sumi(14) —— 038
SouthAmerica  |Ticuna(27) 1 0.25
0.25 New Color Cutoff
© 2016 Kenneth K Kidd, Yale University. Al rights reserved. The fil Copurisht Nofification is also available.
Originally prototyped by Michael Osier with the aid of Kei Cheung
[Upgrades and maintenance since 2002 by Haseena Rajeevan

Ewéva 5. Expected Heterozygosoties for C_ 2615238 10

34. T eivan etepoluymtia;

35. Ilog vroroyileton n etepolvywtion o €vav mAnbvopd yio tov omoio oyvel M 1ooppomio. Hardy-

Weinberg kot yio éva yeveTiko tOmo e 600 aAANAOLOPPL,;

37. Emotpéyte ot ogdidoa LOCUS INFORMATION vyio to BRCAL.

38. Em\éEte o rs3092988

39. Metagépeote otn oerida ADSNP (Bdon dedouévmv tov NCBI) (Ewkova 6).
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Mational Library of Medicine

d h s N p Short Genetic Variations

Welcome to the Reference SMP (rs) Report
All slleles are reported in the Forward odentation. Click on the Variant Details tab for details on Genomic Placerment, Gene, and Amino Acid
changes. HEVS names are in the HEVS tab.

ference SHF [re) Report

s

E o =B @

Current Build 155
rs3092988 Relensed Apcil &, 2021

Organism Hams sepiems Clinical Significance Sesorted in Clickar
Pasition chriT:43040555 (GRCH3E pd3) i@ Gene 3 Consequence SRC0A1 - Inbron Varisrt
Alled =T Publications 1 citeion
Variation Type SN Single Mucdeotide ariation Genamic Wisw Ses s on gErame
Frequency =0.272T0E {TZ183/264650, TOPMED]

IS5ETS (309711309920, GnomAD)

30323 |, /18850, ALFA) (+ 15 mone]

Fregquency Variant Climical HOVS Submizsiors Histary Publicetions Flaris
Dbl Significance

ALFA Allele Frequency
The ALFA project provi de sggregsie allels frequency firom dbiGaP. More information is eveilable on the project pape including descriptions, dets sccess, and terms of
[T

Release Version! 0201027085038

S —

Pospeul atiicn Group *  SampleSize R=f All=le ALk A==
Total Globel 18580 C=0.E85TT T=0.30325 s
European Suls 14285 C=0.e7087 T=0.32513
Adrican Sul et C=0.E143 T=0.1857
African Others Sul 112 C=0.835 T=015T
Adricen Armerican Suly 2832 C=0.8435 T=0.1564

Ewova 6. dbSNP rs3092988

Amd to Genomic View dg&id, emhéEte See s on genome kot otn cuvéyela See rs 3092988 in Variation

Viewer.

N[[E)) National Library of Medicine | g ‘

National Center for Biotechnology Information

Variation Viewer n(Tube)

Share this page Reset All More Infor

New to Variation Viewer? Read our quick overview! X

Homo sapiens Assembly: I GRChSB‘pB(GCFJUUUUMUS.BQ)VI - I Chr 17 (NC_000017.11) vl

(human)
Search assembl (( NC_000017.11: 43,049,663 - 43,049,705
Qrgugzgsg p13.3 p1az _ptat pi2 p112 pIt1 alt1 aft2 912 i1 @212 o131 213202133 o2 i1 0232 G233 241 Q242 q243 G251 a52 9253
Examples — : - iy i 3 1% ¥ H : - ) f .
—— = T | = - —_ e R N N _ -'
~ Pick Assembly A

Gene Transcri Exons: click an exan o zoom in, mouse over to see details
GRCh38.p13 Regionv [ { | BRcAal v | b NM 0072044 v]| (|} seecooccc00ss000000000e

Annotation Release 109+,

& —
Select an assembly and annotation to change view 5 Sncoizar- QA & i = = A Tools - | & Tacks - ¥, Download - & 7 -
e 2 |43.043,678 |43.843, 550 43,643 630 |43.843, 700
- no added tracks or track hu... Options v
Clinical, dbSNF bl55 v2 (W) e -
v FRARARR, rSISE77E9E82 CTE/TT ri2051126821 BN C/T  rsl430399662 S A/- res1zz
Supported File/Data types p || 55T rs20EILE56S] CL/AT rsS93E294E I G/ re1SEEE7EEE4 IO B/
= AT vl oo
~ History 577ESEEE I T/C rsSETEEPEST HE A/C/E rs3652556 E /T
rel411495329 B 1/C rell§ETE AT E 6T
— v
[ select gene _ | ciiniesr, amawe 273 a o) LO %
Select gene from history -
L r FARARARR, ] relEE77ESE02 CTE/TT re152241510% BN /T rol436350062 HNE A/- reo1ze
i i /BT re1922419526 CC/RT rES93EEE94E H B/C reISESE T304 H B/
-
AassmiivResionDelcls == AT 21200549520 S CC/C -
. »

Ewovo 7. Variation Viewer



Ytov mivako mov epgavifeton pmopeite va mepyndeite 6to yovidlo Kot oto €£6Via TOV VIAPYOVY GE
avtd, vo dgite v aAiniovyio Tov, KaODS Kol TOLG TOAVUOPPIGLOVG TOV VILAPYXOLVY € ovTd. Emiong,
umopeite vo. petakivnbeite oto dimAavd yovidia, vo kdvete zoom infout f vo petakivnbdeite oe€1d &
aplotepd. Topete tov képoopa mavem oto SNP ko emdéEre Reveal in Sequence View. EpeoaviCeton n
aAAndovyio Tov yovidiov kol m B€omn Tov TOAVUOPEIGHOD. Me pol / Aevkd YpOUO CNUEIDOVOVTOL TO
Kodwovia Tov petagpalovral poall pe ta avtictoyyo aptvoiia.

Em\é€re Region > Go to gene only. Xto kdt® pépoc g oeMdog KOToypapovTal Ol TOAVUOPPIGUOL.

Mmopeite va deite Tolol Tpokarovv maboyévela, and v meproyn Variation Data.

40. T eivon n perétn HapMap (HapMap project) (Iotoce)ida https://www.genome.gov/11511175/);

42. TTAnktporoyfote tn devBvuven genome.gov/27528684/1000-genomes-project.

43. T givan o 1000 genome project (cuvtopoypapio: 1KGP);



44. Metofeite otv kevipikn oeAida tov NCBI (National Center for Biotechnology Information)

50.

51.

(ncbi.nlm.nih.gov).

National Library of Medicine

National Center for Biotechnology Information

NCBI Home

Resource List (A-Z)

All Databases v |

Welcome to NCBI

The National Center for Biotechnology Information advances science and health by providing access to

Popular Resources
PubMed

All Resources biomedical and genomic information. Bookshelf

Chemicals & Bioassays About the NCBI | Mission | Organization | NCBI News & Blag PubMed Central
Data & Software BLAST

DNA & RNA Submit Download Learn Nudleotide

Domains & Structures Deposit data or manuscripts Transfer NCBI data to your Find help documents, attend a Genome

Genas & Expression into NCBI databases computer class or watch a tutorial SNP

Genetics & Medicine Gene

Genomes & Maps Protein

Homalogy PubChem

Literature

Proteins NCBI News & Blog
Semuence Analvsis _ _ . M rare inm nf DEAD ma

Ewova 8. NCBI

. Amd v evotmta Gene, emiéEte BRCAL.
. Bpiokeote ot Bdon Gene tov NCBI. Edd vdpyet kKo pia mepiinym g Aettovpyiog Tov yovidiov.

. To BRCAL1 givat oykoyovidio;

. MetaArG&elg o€ avtd 10 YOVIOL0 Y10 TO10 TOGOGTO TMV TEPUTTAOGEMY O1KOYEVOVS KAPKIVOL TOV HaGTOD

gvBovovrat;

. 2T0 oMWA. eaivovTol To tvTpovio Kot Ta E0Via (KouTid, KAOETES YPOUUES) Y10 TIC SIAPOPES IGOUOPPESG

TOV YoVIdiov.
[Mapampnote ta links kat Tig TAnpoeopieg.

EmléEte v evotta SNP: GeneView. ) oeAida mov Oa epupaviotel givar emieypuévo to CSNPS,

®ote va deite ta coding SNPs tov yovidiov (Ewova 9).



1) @ | https//worwncbinim. nih.gow/projects/SNP/anp, re.cgilshowhares ontchooseRss codinglgos Gollocusid a1

S F M’
Jcontact us  mma  wamscript  protein mma orientation  Contg  ContigLabel  ListSNP
forganism Data
LSNP Homepage

dbSNP

&7

linked to Gene (genelD:672) Via Contig Annotation
SNP GeneView page only reports human variation on GRCh38. A new Yaration Viawer is avmlable to wew the gene 1 vanations in GRChI7p13 or|
.u-mwmmmmn--mmmumh-ﬂumu--ﬂmcmm

HM_007300 3 minus strand NP_009231 2 reverse NI_010783 16 GRCh38 p2  View snp on GeneModel
1M_007299 3 minus strand NP_009230 2 reverse NT_010783 16 GRCh38 2 View anp on GeneModel
1i_007298.3 minus strand NP_003229 2 reverse NI_010783 16 GRCh38 p2  View snp an Genshlode!
hiM_007297.3 minus strand NP_009228 2 reverse NI_010783.16 GRCh38.p2  View anp o Genehodel

()] Sowca in gene regon @ cSNP  double ht | refresn |
genemodel  ContigLabel Contlg  mma  proteln  mima orlentation

 wanscript  snp count
(contig mRNA transeript): GRCh38 p2 [T_010763.16 NM_007294 3 NP._009225.1 reverse minus strand 2955, coding

Ewoéva 9. SNP GENEVIEW

52. H petdAroén oto SNP rs41293445 11 amotéheopa Exet,



54.

55.

58.

59.

[TAnktporoynote o€ véa, KOpTEAQL

https://www.ncbi.nlm.nih.gov/gene?cmd=Retrieve&dopt=Graphics&list_uids=672. Xtn undpa mov

epeavifeton ota 0e€1d ¢ 1oToceAdaS, emiééte OMIM.

HHAPATHPHXH 1: EvaAlaxtikd, propeite vo avoitete kovovpla kaptédo oto Firefox (CTRL+) kot

vo TAnktpoloynote http://omim.org

HAPATHPHZXH 2: Evog axképa tponog npodcPacng oty wotocerida OMIM givor amd tn 61e06vvon:

https://alfred.med.yale.edu/alfred/recordinfo.asp?condition=loci.locus uid=%27L0O000508N  4mov

umopeite va. emiéEete OMIM description, omote 0o petagpepbeite ot Paon tov NCBI Online
Mendelian Inheritance in Man.

Metagpépeote otn Pdon tov NCBI Online Mendelian Inheritance in Man. Ed® kotoympodvtot
GUVOTTIKG OAQL T ATOTEAECUATO TOV ONUOCIEVOVTAL Y10 KAOE YOVIO0 G OMO0ONTOTE EMGTNLOVIKO
nepodikd. H Pdorn avavemvetor Kabe @opd TOL LAAPYEL 0L KOUVOVUPLOL CNUOVTIKY ONUOGigvon).
Mmnopeite va ya&ete yio omolodnmote yovidlo 0élete. Edd emAélre *113705 yo vo petofeite ot

ceiido tov BRCAL.

. ITow elvan ) Aertovpyia tov BRCAL,

. ITAnktporoynote o€ véa, KOPTEAQL:

https://www.ncbi.nlm.nih.gov/gene?cmd=Retrieve&dopt=Graphics&list_uids=672. Xtnv pmdpo mov

enpaviletar oto 0e€d g 1otooehidog, eméEte GTR (Genetic Testing Registry).

Bpiokeote oe g modd ypnoiun Pdon dedopévov av cag evolapépel n KAk yevetikn. Edd
amofnkevovTal TANPoPopies yia d1dpopa YeveTIKA TEGT OV gival dtabécina otig HITA, Ba Bpeite modd
EVOLPEPOVGES OLVOGKOTNGELS TNG YEVETIKNG PAoNS 010pOpmV acHeVEIDV, 01 0TToiEg EYOVV YPOPTEL OO

€101k00¢ Y10 kB acHévera.

¥t ovvégeln matote oto GTR: GENETIC TESTING REGISTRY (Ewoéva 10a). Xtn Sk pog

nepintoon emréste GeneReviews kot kévete avalntmon yuo to BRCAL kot BRCA2 (Ewova 10p).
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https://www.ncbi.nlm.nih.gov/gene?cmd=Retrieve&dopt=Graphics&list_uids=672
http://omim.org/
https://alfred.med.yale.edu/alfred/recordinfo.asp?condition=loci.locus_uid=%27LO000508N
https://www.ncbi.nlm.nih.gov/gene?cmd=Retrieve&dopt=Graphics&list_uids=672

>

D @ | hitps:

hittps nchi.nlm.nih.gow/gtr/all/tests/ Tterm: neid] E1| ¢ wa & A Q =
672[geneid] Tests - IR sovanced search fortests
Tests Conditions Genes Laboratories
(224 ) 4] (79)
o Results: 1to 20 of 224 Page1of12 Next> Lasts s
Filters
~ Testtype Tests names and labs Conditions | S#1 309 gingge
anaites
Dlresesren @) CentoCancer panel 82 1] © Sequence analysis of the entire coding region
[ cinical 222)
Centogene AG - the Rare Disease Company
- Test purpose Ty
EwovalOa. GTR: GENETIC TESTING REGISTRY
ncbi.nlm.nihgev/gir [=1K] wBe ¥+ a9 =
£ NCBI Resources @1 HowTo Sianin to NCBI &

GTR: GENETIC TESTING REGISTRY

MGTR | Tests || conaitionsihenotypes || Genes ‘ Advanced search for tests
Search All GTR

Search all 4771 tests, 10555 conditions, 4234 genes, and 479 labs Youlf) GTR Tutorials

m

IMPORTANT NOTE: NIH does not independently verify information submittzd to the GTR; it relies on submitters to provide information that is accurate and not
misleading. NIH makes no endorsements of tests or laboratories listed in the GTR. GTR is not a substitute for medical advice. Patients and consumers with
specific questions about a genetic test should contact a health care provider or a genetics professional.

Ewéva 10B. GeneReview

60. Ze molovg amevBHveTar o yeveTikdg EAeyyog yioa ta BRCAL kou BRCAZ,;

61. Avagpépete tpia cHVOpopa TOV GVVOSEVOVTAL OO ALENUEVO KIVOLVO ERPAVIONS KAPKIVOL TOV HLOGTOD

yopic v vmapén petodrdéemv ota BRCAL kar BRCAZ2.
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62. I1og epumiékeron o BRCAT ko 1o BRCA2 otov kapkivo Tov pocetod otov tAnbuoud tov ERpaiov

Aockevali; TTov opeidetar avt n WoutepdTNTOL,

3,022 individuals who indicated Ashkenazi Jewish heritage'

|

617 (20.4%) tested positive for deleterious BRCAT or BRCA2 mutation

¢~ TN

Founder mutations® Non founder mutations®
602 (97.5%) 16 (2.6%)
BRCAT BRCA2 BRCA1 BRCA2

/ \l \L 7 (44%) 9 (56%)

187delAG  5385insC  6174delT

320 94 188
(53%) (16%) (31%)
Figure 1.

BRCAI and BRCAZ2 mutation frequencies in individuals of Ashkenazi Jewish ancestry
1. Frank et al [2002

2. Detected by targeted mutation analysis; see Tables 4 and 5
3. Detected by sequence analvsis only

Ewova 11. BRCAL - Ashkenazi

63. Metagepbeite (avoi&te véa koptéda oto Firefox — CTRL+) cto GENOME BROWSER tov University

of California Santa Cruz (http://genome.ucsc.edu/). Ed® 0o Bpeite moArég amd TIg TANPOPOPIES OV

vrdpyovv kot otig Pfaoelg tov NCBI. EmiéEre Genome Browser.
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64. O GENOME BROWSER &éygtat ovopato yovidiov, ypouocoukes 0éoeig (o bp) 1 kmdikodg Is.
65. Engavilet ™ ovykpotnon (assembly) December 2013 (build 38). Tu givar o1 6vykpOTHOELS TOL

avOpdmivov yovididpatog (genome build) kot ol eivor 1 wo tpdoeo;

66. Avalnmote 1o BRCAlL

67. ITapatnpnote t1g TAnpogopies — emré€te v Tpd T wopopen BRCAL

68. XtV ekdva Tov gueavifetol vdpyel 0 YApINE TV S10POP®V 16oUOPPOY ToL Yovidiov (Ewdva 12).
H swova glvon dadpactikr). Mropeite va emAéEete ta otoryeia mov BEAeTE Vo paivovTon Kot va, TV
OVOVEDGETE OvVGAOYO e anTO OV Whyvete. Xta Variation kot Repeats emidéyete dense 1 full ko
kavete refresh, ondte Oa deite emiong OAa ta SNPS mov Bpickovtan pésa 6to yovidio. Mropeite va

EMAEEETE OMOLOONTOTE OTOWEID TNG €oOvag OEAeTe, TPOKEWEVOD VO TAPETE TEPICCOTEPEC

TANPOOpPIEC.

My Data View Help About Us
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ElKova 12. BRCAl
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69. I1og umopeite va deite po peyaAvTEPN TEPLOYN YOP® OO TO YOVid10;

71. Emidéyovpe 10 emonpacpévo yovioro BRCAL g dtadpactikig eikdvas. Xe mota evOTNTO QOivVETOL TO
TPATLTO EKPPOONG TNG TPWOTEIVNG 6€ d18Popovg 16T0V¢; Exppdletal To 1010 68 OAOLG TOLG 1GTOVG TOV
peretOnkav;

73. EravaAdfete yia to yovioro PAH kot onueidoTe To 0TOTEAEGUOTA GOG OE YMPLOTH GEAISA.

74. Xe mowo ypopodcopa Bpioketon kot og mowo BEomn;

80. Avagépete dvo SNPs tov PAH mov va Bpickovtal e kwdikomolovoa meployn. Tt amotédespa £xovv
Yo TN AetTtovpyia TG TPOTEIVNG;

82. Bpeite 116 1016 TAnpopopieg yia to yovioro CFTR.
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