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CocraBneHue 3aIBKM HOBOT'O T€HETHUECKOTO BapHaHTa

TTanmment

Brecenune I/IHd)ODMaHI/II/I O CKPUHUHI'C TCHCTUYCCKHUX BAPUAHTOB

I'eHeTHUeCKUN CKPUHUHT HAllMEHTA

JloOaBJieHrEe BapuaHTa K CKDUHUHTY

JloOaBaeHMe BapraHTa, Pacioa0KEHHOT0 BHYTPU I'eHa

AHHOTAIIMA BapyuaHTa

]106aBJ'IeHI/IC BapuadTa, HaﬁﬂeHHOFO Y INanrucHTAa

OTtmpaBka 3asiBKHU

HODa6OTKa HCS&BCDHJCHHOﬁ 3as1BKH

[enb

Co3znanne KypupyemMon npoUIbHBIMU CIIeIHaTUCTaMU OO IOCTYITHON 0a3bl TaHHBIX,
cojiepXKaIieil akTyaJlbHyl0 HHGOPMAIMI0O O KIMHUYECKOW 3HAYMMOCTH BapHaHTOB B
reae CFTR.

Onucanue

Pecypc LOVD 3.0 mnpeanasHauen s cOopa, XpaHEHUS U TNPEJOCTaBICHHS
nHoOpMallUd O TEHETHMYECKUX BapHaHTaX B KOHTEKCTE HX CBSI3W C TE€HAMU U
3abosieBanusiMu. Pecypc mpenctaBisier coOoi JOCTyNHYIO B pexkume online 06a3y
nanablx Ha Mmnatpopme PHP u MySQL. baza ganHbiXx KOHGUTYpHpyeTcs B
COOTBETCTBUH € MOTPEOHOCTSIMM MOJIb30BaTeNsl (MOXKHO pElIaKTUPOBATh, CO3/1aBaTh U
yaanate mons). Pecypc mpeamnosiaraeT MpoOBEPKY M aKTyalM3allii0 BHECEHHOM
uHbOpMallMK 3a CYET pa3JieNIeHUs] IOJIb30BaTENIbCKUX POJICH: OJHM MOJB30BATEIH
BHOCAT MH(popMaluio B 0a3y HaHHBIX, APYrHMe€ — IPOBEPSIOT €€ PpeleBaHTHOCTh M
MIPUCBANBAIOT CTaTyC BepU(UIIMPOBAHHBIM BapUaHTaM.
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AKTyansHasa nHgopmauma
g bop (kypaTop)

0 KIMUHWYECKON 3HAYUMOCTH BapuaHToB

Obwasn cxema pabomwr ¢ pecypcom LOVD na npumepe cena CFTR. Cneyuanucm 6
obracmu 2eHemuKy MyKoBUCYUO03d, BbICMYNAs 8 POU 3as8umelis (CM. oanee), BHOCUM
HOBbIU 2eHemU4eCKUll 8apuanm c e2o onucaumuem 8 6azy daumnvix. Kypamop nonyuaem
onosewjeHue no 21eKmMpOHHOL NoYme U nposepsiem 00CmMo8epHOCMb NPeOOCMAasIeHHOU
ungopmayuu. Ecnu ungpopmayus docmosepua, ona nyonukyemcs u, maxum oopazom,
CMAHOBUMC  OOCMYNHA OISl NPOCMOMPA  20CMAM U 3APeUCPUPOBAHHBIM
noavzoeamenim. Bpau KJIJ[ (cocmv), oOnapyscus 6 pe3yibmamax nayueHma 6apuanm
6 eene CFTR, uwem eapuanm 6 Oaze OAHHbIX U HA OCHO8E AHHOMAYUU BAPUAHMA
oenaem 3aKnodeHue 0 KIUHUYEeCKOU 3HAYUMOCMU OOHAPYIHCEHHO20 8aAPUAHMA.

JokymeHTanus
http://www.lovd.nl/3.0/docs/LOVD_manual_3.0.pdf

Hocrym
http://seqdb.parseq.pro/variants

[Tosb30BaTeNIbCKUE POTH
TocTh

[Tonk30BaTemnb, HE UIMEIONIHMI YUYETHOH 3anKcy B 0a3e JaHHBIX/HE OCYIISCTBUBIIHIA BXOT
B CBOIO YUETHYIO 3alMCh. BO3MOXXHOCTH TOCTSI OTpaHUYCHBI TIOUCKOM M TIPOCMOTPOM
nyonuyHo# nHpOpMaIu B 6a3e JaHHBIX.

3asgBUTEIb

ba3oBbIif ypOBEHb 3aperMCTPUPOBAHHOTO I10JIb30BATENsA. 3asBUTEIb HMEET IPaBO
3aHocuTh MH(popMmanuio B bJl. JlaHHBIE, BHECEHHbIE 3asBUTENIEM, JOJDKHBI OBITH
IIPOBEPEHbl U OIYOJMKOBAHbI KypaTOpOM WJIM MEHEIKEpOM. 3asiBUTENb MOXKET
pelaKTUpOBaTh BHECEHHbIE MM JaHHbIE (B TaKOM Cllyyae JaHHbIE HM3BJICKAIOTCA U3
NyOJIMYHOTO JIOCTYIA U TPEOYIOT IPOBEPKU KYPAaTOPOM HIIH MEHEIDKEPOM).

Konnadoparop

KomnaGopatop - 3TO 3asBUTENb, KOTOPbIH HMMEET JOCTYH K HEONyOJIMKOBAHHBIM
JaHHBIM B 0a3e Mo KOHKpeTHOMY reHy (reHam). KosmabopaTopoB MOTryT Ha3HayaThb
M0JIb30BATENH € IpaBaMH MEHeXiepa U Bbiie. O0siagaeT BCeMH MpaBaMu 3asBUTEJISL.

Kyparop


http://seqdb.parseq.pro/variants

Kyparop — 3T0 3asBUTENb, OCYIIECTBIAIOIINN KOHTpOJb 3a HMH(popMmanueidl B Oaze
JAHHBIX II0 OJHOMY WIM HECKOJbKMM reHam. Kypatop wumeer pocryn K
HEOIyOJIMKOBAaHHBIM JITAaHHBIM TOJBKO IO TEM T€HaM, 32 KOTOPHIE OH OTBETCTBEHEH.
Kypatop He mmeer noctyna K CHCTeMHbIM nankaMm M Hactpoiikam bJl. Kypatopos
MOTYT Ha3Ha4aTh I10JIb30BATENIM C IIpaBaMU MeHemkepa U Bbime. OOnagaer BceMH
IIpaBaMH 3asiBUTEJIS.

Menemxep

OO0nanaer npaBamMy BCEMHU IIPaBaMU KypaTopa, a TAK:KE UMEET BO3MOKHOCTb CO3/1aBaTh
U pENaKTUpPOBaTh YYETHBIE 3alUCU KypaTopoB. MeHemkep CO34aeTcsl TOJIBKO
aIMUHUCTPATOPOM M TIOMOTAeT €My CO crneuupuuHbiMH HacTpoiikamu LOVD mns
KypaTopoB.

Anmunucrparop bB/1

[lepBrIii mOJB30BATENb, €T0 YYETHAS 3allMCh CO3JAETCS aBTOMATUYECKHU MPU YCTAaHOBKE
6a3pl gaHHbIX LOVD. AQMUHHCTpaTOp HMEET BO3MOXKHOCTb CO3[aBaTh YUETHBIE
3allMCU JIPYTUX MO0JIb30BAaTeNIEd M HAcTpauBaTh pPOJM BCEX Mojb3oBarened. Mmeer
MOJIHBIM JIOCTynm KO BceM JaHHBIM U mapamerpam BJ[. OOmanmaer Bcemu mnpaBamu
MEHEeIKepa.

Brecenne I/IH(l)OpMaHI/II/I O HOBOM I'CHCTUYCCKOM BAPUAHTC

BCG SapeFI/ICTpI/IpOBaHHI)Ie I10JIB30BAaTCIIN MOFYT BHOCUTH HJIN OOIOJHATH HAHHBIC B
0asze, T.e. BBICTyNaTh B PO 3asButTens. llomHas 3asBKa COACPKUT HHPOPMAIHIO O
TeCTUpyeMOM 3a0oJieBaHWH, (EHOTHIE TMarueHTa (OMIMOHAIBHO), pPE3yJbTaTax
JTUArHOCTUKHU JTMOO CKPUHUHTA T€HETHYECKHUX BAPUAHTOB, a TAKXKE IO MEHBIIEH Mepe
OJIMH HAWJIGHHBIN y TaIlMeHTa TCHETHYECKUN BapHaHT. 3asBUTEIb BIpPABE B JII0O0E
BpeMsi OOHOBISITH WHPOPMAIMI0O B CBOEH 3asBke. Bce momaHHBIE 3asBKU TEpen
nmyoJuKamuel paccMmaTpuBaloTcs KypaTtopoM 0Oasbl. Ilocne oTmpaBieHust 3asBKH,
KypaTopy IO JaHHOMY TEHY MO DJJICKTPOHHOW TOYTE MPHUXOIUT YBEIOMJICHHUE O
MOCTYIJICHUH HOBOM 3asIBKH.

3asBHUTENIF MOXET IMOJaTh 3asABKYy, HaxaB BKIaaky Submit (ITomate 3asBKy), 1100
BbIOpaB B BhInagaromieM meHro “Create a new data submission” (ITogats HOBYIO 3asBKY)
B Jro6oi m3 Tpex BkiIaaok Individuals (ITamumentsr), Screenings (CKpHHHHTH) WA
Variants (Bapuanter). Ilogada 3asBKkM HauMHAETCS C BHECEHUs HHGOpPMAIUU O
narente/upodange. Ilpu maxatum “Create a new data submission”, orkpsiBaercs
sknazgka Individuals. Crnesa ot mons maxoamtes nerenaa @, comepkamas kpartkoe
OIKCAaHUE JAHHOTO TOJIS. 371eCh U Jajiee MmoJis, IOMEUYeHHBIE B CKOOKax Kak «optionaly,
HeoO0s3aTeNIbHBI 151 3aTI0THCHUSI.



ITanment

Create a new individual information entry

To create a new individual information entry, please fill out the form below.

Individual information

Lab D Ocans |
Reference (optional) 0|{PMI D:lvanov et al. 2016:12345678}
[Active custom links : PubMed, DO
Gender (optional) Q[Male 7]
Individual population (optional) 9| Pycckuid |
Consanguinity (optional) 6| Non-consanguineous parents ¥ |
Indicates whether the parents are related (consanguinecus), not related {non-
consanguineous) or whether consanguinity is not known {unknown)
Run 1D ©[AIDVK
NGS panel (optional) ©||AD30284
IAD39777
1AD75243
IDS70936 -
Sanger sequencing data 9| Pathogenic variants ¥ |
Panel size
Fill in how many individuals this entry represents (default: 1).
ID of panel this entry belongs to (optional) 9|:|

This individual has been diagnosed with these diseases g)[Healthy/Control (Healthy individual / control)

Relation to diseases

CF (MykoBucLugos (Cystic fibrosis)

CFTR-related (CFTR-accolWMpoBaHHLIe ml'nnenaml’...]
PKU (@enunketoHypua (Phenylketonuria))
Diseases not in this list are not yet configured in this LOVD. If any disease

like to select is not in here, please mention this in the remarks, preferably 1
the omim number. This way, a manager can configure this disease in this LOVD.

|Create individual information emr},r|

Lab ID - umaeHTH(UKAIMOHHBIM HOMEp MalKEHTa B KIMHHKE/J1abOpaTopuH,
HOMEP MEIUIIMHCKOM KapThl.

Reference - ccputka Ha myOmukaiuio. [1o mosreM MOKHO BBIOpATh IIA0JIOH IS
BCTaBKM CCBhUIKM Ha craThio B PubMed, wmm mocpenctBom 1udpoBoro
unentudukaropa oobexra (DOI).

Gender - non nauueHTa.

Individual population - monyasSHMOHHAs/3THHYECKAsT  MPUHAIEKHOCTH
MaIMeHTA.

Consanguinity - yka3pIBaeT Ha caTyc KPOBHOTO POJCTBA MEXIY POJUTEISIMU
naruerta (Unknown - HeusBecTHO; Non-CONsanguineous parents - poautesnu He
COCTOAT B KPOBHOM pojicTBe; Consanguineous parents - pOJUTEIH COCTOST B
KPOBHOM POJICTBE).

Run ID - maenTnduKanmoHHBIM HOMEP IMOCTAHOBKH, B KOTOPOW IPOBOIUIIOCH
TCHETUYECKOE TECTHPOBAHUE MAIIUCHTA.

NGS panel — na3Banue wim UACHTH(GUKAIMOHHBI HOMED MaHEIH, Ha KOTOPOM
MPOBOJIMJIOCH TEHETUYECKOE TECTUPOBAHUE TTAIIUCHTA.

Sanger sequencing data - ykaspIBaeT, MMEJO JIH MECTO MOJITBEPKICHHUE
HaWJEHHBIX BapUaHTOB MeToJ0M cekBeHHpoBaHus no Canrepy (Whole NGS
panel - metogom cexBeHupoBanus o CaHrepy BepH(UIIMPOBAHBI BCE PETHOHBI
nanenmn NGS; Pathogenic variants — MeTonoM cekBeHHpoBaHusi mo CaHrepy
Bepu(UIIMPOBAHbBI TOJBKO MaToreHHble BapuanThl; Not avaliable - Her naHHBIX,
Bepu(UKalusg He TPOBOAMUIIACE)

Panel size - konMuyecTBO MAIMEHTOB, NPEACTABICHHBIX B OJIHOW 3asBKe (TIO
ymonmuanuto 1). Ilone 3amonHsieTcss B TOM ciiydae, Korjaa wuHpopmarms o



HECKOJIBKUX TMAaIMeHTaX OOBEAMHSETCS B OJHOM 3asBKe, HAIpUMep, MOJAeTcs
arperupoBaHHas HHGOpMAaLuUs OT CHOCOB.

e |ID of panel this entry belongs to — maeHTH(UKAIMOHHBI HOMEp TPYIIIBI
nanueHToB. CBSA3bIBaE€T JAHHOTO MALMEHTa C YXE CYIIECTBYIOLIEH Ipynmoin
MaIMEeHTOB (3asiBKOM, coeprkaiieit 6oJiee 0THOTO MaIlMeHTa).

e This individual has been diagnosed with these diseases — kiuHu4Yeckuii TuarHos.
OtmedaeTcss OJHO WJIM HECKOJBKO 3a0ojeBaHMMl (ylIep’KuMBalTe HakaTol
knaBumry Ctrl mpu BbIOOpE), €C/IM y MAIMEeHTa MOCTABJIEH COOTBETCTBYIOIIUN
JIMarHO3.

e Create individual information entry - co3nanue 3amnucu o maUeHTe (COXpaHeHHe
uHpopmaiuu B 0a3e TaHHBIX).

e Cancel — ormena.

3anoysiHUB Bce HeoOxoauMmeble mossi, Haxkmure “Create individual information entry”
(Cozpatp 3anuch o nanuente). Ecinu dopma 3amonHeHa KOPPEKTHO, Yepe3 HECKOJIBKO
CEeKyHJ] Ha »JKpaHe mosiBuTca coodOmenue ‘“‘Successfully created the individual
information entry!” (3amuch 0 manmuMeHTe co3gaHa ycrmemHo!), W Bbl  Oymere
MepPeHAINPaBICHBl HAa JKpPaH CO CJCAYIOIIMMH ONIMSIMHU: BHECCHHE WH(GOPMAIUU O
¢deHoTHIIE, BHEeCEHWE WHQPOpPMAIMM O TIEHETHYECKOM CKPUHUHTE, BHECEHUE
nH(pOpMaLUK O BapuaHTaX.

Submission of individual #00000026

What would you like to do?

| want to add phenotype information to this individual
| want to add a variant screening to this individual
| want to add a variant to this individual

I want to finish this submission

Buecenne nudopmanuu o GeHOTHIIE IMaleHTa

B monHOM 00BeMe omIMs JIOCTYyITHA, €CIU yKa3aH JAMarHo3 namueHTa. s 310poBBIX
MpoOaHJOB YKa3bIBACTCS TOJBKO BO3pPACT HAa MOMEHT IPOBEICHUS T'€HETUYECKOTO
ananuza. Beibepurte onuuto “I want to add phenotype information to this individual” (s
xouy n00aBuTh HH(pOpManuioo o QeHoturne mnamnuenra). [locie 3amonHeHus (GoOpMbI
Haxwmute “Create phenotype information entry” (co3nath 3anuch o heHOTHUIIE).

Create a new phenotype information entry for individual #00000439

Phenotype information related to MykoBucuyuaos (Cystic fibrosis)

Additional phenotype details (optional) ©|Bawe onucanve dheHoTHNA.
A
Additional information on the phenotype of the individual.
Inheritance (optional) @| Familial, autosomal recessive v
Indicates the inheritance of the phenotype in the family; unknown, familial {autosomal/X-

linked, dominant/ reces
(sporadic) or complex

re). paternal (¥-linked). matemal (mitochondrial), isolated

|Create phenotype information emry| |Cancel|




Ecnu npu 3anonHeHnn GopMbI O MANMEHTE BBl BbIOpayin Oojee 0JHOTO 3a00JieBaHUS,
BaM OyJner mpemokeHo BbIOpaTh 3aboneBanue (Select the disease), B KOHTEKcTe
KOTOPOI'O Bbl XOTUTEC OIMUCATH q)eHOTI/IH.

e Additional phenotype details - nomonnutenshas wHbOpManus o QeHoTHIIE.
3amonHseTcs B cB0OOIHOM (opme

e Inheritance - Tum HacienoBaHUs 3a00JIEBaHUS C YyKa3aHHEM DOIMTEIBCKOM
ayutenu (OTIIOBCKasl, MATEPUHCKAs, CEMEIHas):

Y YVYVYVYVY

YYVYVYVY

Not specified - He ykazaHo

Familial - cemeiinbrii

Familial, autosomal dominant — cemeiiHblIii, ayTOCOMHO-IOMHUHAHTHBIH
Familial, autosomal recessive — cemeliHbIi, ayTOCOMHO-PEIIECCUBHBIH
Familial, X-linked dominant — cemelinblli, X-CLENJICHHBIN
JIOMHHAHTHBIN

Familial, X-linked dominant, male sparing — cemeiinblii, X-CIeTIICHHBINA
JOMUHAHTHBIN, HU3KO MEHETPAHTHBIA y MYX4uH (moapoOHee cM. Ryan
et al. 1997)

Familial, X-linked recessive - cemelinbIit X-CIeMIEHHBINA PEIECCUBHBIM
Paternal, Y-linked - oTrioBcknii, Y-criermieHHbIi

Maternal, mitochondrial - maTepuHCKHiT MUTOXOHIPHATHHBIH

Isolated (sporadic) - eauHMYHBI (CITy94aiHbII)

Complex - crosxHbIi

e Create phenotype information entry - co3maet 3anucs 0 heHOTHIIC MAIIHEHTA
e Cancel - ormena

Buecenue HHCl)OpMaHI/II/I O F’CHCTUYCCKOM CKPUHHUHIC

Haxxmute “I want to add a variant screening to this individual” (s xouy no06aBHUTH
MH(POpPMAIIUIO 0 CKPUHUHTE TeHETUYECKUX BapHAHTOB y MAIMEHTA). 3armoaHuTe GopMy
n Haxxmute “Create screening information entry” (Co3aaTh 3anuch O CKpUHHUHTE).

Create a new screening information entry for individual #00000439

To create a new screening information entry, please fill out the form below.

Detection template

Technigue(s) used

Genes screened

Screening information
©[DNA

RNA (cDNA)
Protein -

T T T
@ Multiplex Ligation-dependent Probe Amplification
Next-Generation Sequencing

Next-Generation Sequencing - Helicos
Next-Generation Sequencing - llumina/Solexa
MNext-Generation Seauencing - Rochel/dh4

.a'1l|_e.;. i eads, 1237123 rez
wariant using anather method (e.g. SEQ
©|CFTR (cystic fibrosis transmembrane conductance regul...)
PAH (phenylalanine hydroxylase)

F'I-lea:-e ?E‘l-ﬁ'-;[ no more than 15 genes. For genome-wide analysis, ne genes should be
selected.

Have variants been found? Qv

[create screening information entry]  [Cancel|

e Detection template - anamusupyemblii Marepuan (A BbIOOpa HECKOIBKHX
BapUaHTOB yJiepkuBaiiTe HaxkaToil kinasumry Ctrl mpu Beibope)

e Technique(s) used - meron merekiuu (1 BbIOOpa HECKOJBKMX BapHaHTOB
yaep>xkuBaiite Haxaroil kiaasuiry Ctrl mpu Beidope). JlocTymHble onmuu:


http://www.ncbi.nlm.nih.gov/pubmed/9288105
http://www.ncbi.nlm.nih.gov/pubmed/9288105

YYYVYVYYYYVYYVYYYYYYYYYVYYYYVYYVYYYYYVYYVYYYVYVYY

yvyVvy

e Genes

? = Unknown

arrayCGH = array for Comparative Genomic Hybridisation
arraySEQ = array for resequencing

arraySNP = array for SNP typing

arrayCNV = array for Copy Number Variation (SNP and CNV probes)
BESS = Base Excision Sequence Scanning

CMC = Chemical Mismatch Cleavage

CSCE = Conformation Sensitive Capillary Electrophoresis
DGGE = Denaturing-Gradient Gel-Electrophoresis

DHPLC = Denaturing High-Performance Liquid Chromatography
DOVAM = Detection Of Virtually All Mutations (SSCA variant)
ddF = dideoxy Fingerprinting

DSCA = Double-Strand DNA Conformation Analysis

EMC = Enzymatic Mismatch Cleavage

HD = HeteroDuplex analysis

MCA = high-resolution Melting Curve Analysis (hrMCA)
IHC = Immuno-Histo-Chemistry

MAPH = Multiplex Amplifiable Probe Hybridisation
MLPA = Multiplex Ligation-dependent Probe Amplification
SEQ-NG = Next-Generation Sequencing

SEQ-NG-H = Next-Generation Sequencing - Helicos
SEQ-NG-I = Next-Generation Sequencing - Illumina/Solexa
SEQ-NG-R = Next-Generation Sequencing - Roche/454
SEQ-NG-S = Next-Generation Sequencing - SOLID
Northern = Northern blotting

PCR = Polymerase Chain Reaction

PCRdig = PCR + restriction enzyme digestion

PCRIr = PCR, long-range

PCRm = PCR, multiplex

PCRq = PCR, quantitative

PAGE = Poly-Acrylamide Gel-Electrophoresis

PTT = Protein Truncation Test

PFGE = Pulsed-Field Gel-Electrophoresis (+Southern)
RT-PCR = Reverse Transcription and PCR

SEQ = SEQuencing

SBE = Single Base Extension

SSCA = Single-Strand DNA Conformation polymorphism Analysis

(SSCP)

SSCAf = SSCA, fluorescent (SSCP)
Southern = Southern blotting
TagMan = TagMan assay

Western = Western Blotting

screened - tectupyembie reHbl. [t BBIOOpa HECKOJIBKHX BAapUAHTOB
yaepxuBaiite Haxxaroi kinasuury Ctrl npu BeiOope. MoxHO BbIOpaTh He Ooiee
15 renoB. B ciydae, ecnu 4yuCio TeCTUpYeMbIX I'eHOB IpeBblmaeT 15 (6obmas
NaHeNb, MOJIHO3K30MHOE/TIOJTHOTEHOMHOE CEKBEHHPOBAHHUE), OCTaBbTE I0JIE

HE3aI0IHEHHBIM.
e Have variants been found? -ykaspiBaer, ObUI JIM HaliJICH XOTh OJTMH BaPHAHT.



e Create screening information entry - co3gaer 3amuch O T'C€HETHYECKOM
CKPUHHUHTEC TAIIUCHTA.
e Cancel - ormena
Ecnu ¢dopma 3amosiHeHa KOPPEKTHO, 4epe3 HECKOJBKO CEKyHJ Ha JKpaHe IMOSBUTCS
coobOmenue “Successfully created the screening entry!” (3amuch 0 CKpUHUHTE CO3JaHA
ycremHo!), U BBl OyJeTe MepeHanpaBlIeHbl Ha CTPaHUILy JTOOABIICHUS T€HETHYECKUX
BapHAHTOB.

Submission of screening #0000000008

What would you like to do?

| want to add a variant to this screening

Back to the individual

JloGaBneHue BapuaHTa K CKPUHUHTY

[Tociie moGaBileHWsT CKPHHHHTA AKTHBUPYETCS OMIUS JTOOABIICHUS TI'e€HETHYCCKUX
BapUaHTOB, OOHAPY)KCHHBIX Y IMAllMEHTa B XOJ€ CKpUHWHTA BapuaHTa. Bbl MoxkeTe
n00aBJISATH OOJiee OJHOTO BapwaHTa B OJMH CKpWUHUHT. [logada 3asBKM MOKET OBITh
3aBepIeHa JIMIIb B TOM cliydae, eIl B CKPHHUHT BHECCH XOTs ObI OJIMH BapHAHT.

Ecnu manyeHT mpoXo Il HeCKOJIbKO CKPHHHHTOB, HAITPUMED, C TENBIO TTOTBEPIKICHHS
y HEro HaWJICHHOTO BapHaHTa JAPYTAM METOJIOM, MH(POpPMAIUS O CKPUHUHTAX MOXKET
XpaHHUTHCS B 0a3e pasnenbHO. HeckoIbKO CKPHHUHTOB MOTYT CCBUIATHCSI HA OJMH U TOT
K€ BapUAHT WJIA UMETh CBOM COOCTBEHHBIC HA0OPHI BapuaHTOB. OMIINs TOTBEPIK ICHHSI
BapHaHTa, WCIOJB3YyS CKPUHHHT, IOCTYITHA TOJIKO B Ciydae €CIIM IS TaIfeHTa
no0aBlieHbl TEHETUYECKHWE BapHaHThl W IO MEHbIIEH Mepe JBa CkpuHUHra. llocie
BBIOOpA JaHHOW OMIIMM BaM Oy/eT MPEOCTaBJICH CIIMCOK BapUAHTOB, MPHUBS3aHHBIX K
IPYrUM CKpUHHUHTAM, TPOBEJCHHBIM JTAHHOMY TAlUEHTY, HO TIOKa HE MPUCYTCTBYIOIIUX
B BBIOpaHHOM cKpuHHHTEe. OTMETHTEC TaJIOYKaMH BAapHAHTHI, KOTOPBIC BBl IKEIACTE
MOATBEPANTH M HAKMHUTE “Save variant list” (CoXxpaHUTh CIIMCOK BapHAHTOB).

Confirm variant entries with screening #0000000013

@ The variant entries below are all variants found in this individual, not yet confirmed by/added 1o this screening.

1 entry on 1 page. Showing entry 1

Lesens
EMtect T Allele < DNA chang F= < DBAD < < Owner < status
@ I I | I ] I
v Unknown 0.220379188C>T . ASIC4_000002 . daan asscheman Pubic
10perpage =] Legend

Enter your password lor authorization

Save variant list Cancel




JloOGaBieHue BapuaHTa, pacroyokKEHHOI0 BHYTPU T'€Ha

Create a new variant entry

Do you want to confirm already submitted variants with this screening?
Yes, | want to confirm variants found using this screening »»
What kind of variant would you like to submit?

A variant that is located within a gene s»

A variant that was only described on genomic level »»

Cancel

[Tocne BrIOOpa ommuu “A variant is located within a gene” (BapuanT pacnonoxen
BHYTpHU I'eHa) BaM Oy/eT MpPEeasoKeH CHUCOK IeHoB. Ecnu ompeneneHHble TeHbl ObUIM
BBIOpaHBI MIPU CO3/IaHUU CKPUHMHTA, cpa3zy OyIyT MpeasioKEeHbl TOJIbKO 3TH T'€Hbl. Bl
MOXKCETEC OTPCAAKTUPOBATH Hpe)IJ'IO)KeHHI)II\/'I CITMCOK, OYHCTUB, mb0 W3MEHUB

cojaepxanue moyst “Symbol” (31ech - ¢opma 3amucu s moucka no 6ase). Beibepute
I'CH, AJId KOTOPOTO BBl XOTUTE J106aBI/ITB BapuaHT.

Create a new variant entry

Do you want to confirm already submitted variants with this screening?
Yes, | want to confirm variants found using this screening »»
What kind of variant would you like to submit?

A variant that is located within a gene »»

A variant that was only described on genomic level »»

Please find the gene for which you wish to submit this variant below, using the search fields if
needed. Click on the gene to proceed to the variant entry form.

2 entries on 1 page. Showing entries 1 - 2.

10 per page ¥

Symbol > Gene 2 Chr 7~ Band Unique variants 7™
CFTR cystic fibrosis transmembrane conductance regulator 7 g3l.2 20
PAH phenylalanine hydroxylase 12 q23.2 0

10 perpage ¥

Cancel

AHHOTAaIMs BapyuaHTa

Z[J'ISI TOTO, YTOOBI OIIUCATH MOJIOYKECHUE BapHaHTa, Bbl MOKCTEC BOCIIOJIE30BAaThCA IBYMS
OINIUAMMUA

1. samomauTtk nosie DNA change (HGVS format), 3arem HakaTh Ha MOSIBUBIIYIOCS
KHONKY Map to genome;

2. 3anoaauTh moje Genomic DNA change (HGVS format), 3atem Haxkats Ha
MOSIBUBILYIOCS KHOTIKY Map to transcript.


http://www.hgvs.org/mutnomen/recs-DNA.html
http://www.hgvs.org/mutnomen/recs-DNA.html

Create a new variant entry for gene CFTR

To create a new variant entry, please fill out the form below.

Ignore this transcript Transcript variant on NM_000492.3 (CFTR)
DNA change (HGVS format) @[c.1652G>A | v

Location of variant ©[3xon 7|
oz |

Protein change (HGVS format) ©|p.(Gly551Asp) | v
RNA change (HGVS format) o[ |
Comments (optional) (2] |

Markcumym 400 3HakoE
apmakoreHoMHEa (optional) 0| Ivacaftor (Kalydeco)
Lumacaftor/lvacaftor (Orkambi) ~ | gaject all

Affects function (reparted) | Affects function ]

Genomic variant information

Allele [Unknown ]
If you wish to report an homozygous variant, please select "Both (homozygous)”
here.

Chromosome 7

TpWEMANEHOE HA3BAHWE 0| G551D |

KNMHWYECKanA 3HauYMMOoCTb 0| MaToreHHsIA v |

KNMHUYECKaA 3HAYHMOCTE, NDHCBOEHHAA KYPaTopoM

Knacc myTaumu (optional) Q[ select— 7]
Genomic DNA change (HGVS format) @ g.117227860G>A @

Relative to hgl9 / GRCh37.
Homenxknatypa HGVS no koncexcycHo# nocnegoearensHiocTin RefSeq

NC_000007.13

dbSNP ID (optional) 0| 75527207 |
(Active custom link : dbSNE)

CFTR1 (optional) ©[{CFTR1:269} |
(Active custom link : CETR1)

CFTR2 (optional) @[{cCFTR2:3)

(Active custom link : CETRZ)
Krmknn va CFTR2, ytobel sctaeuts: {CFTR2:[1]}, rae [1] = ID sapuanTa B Hase
AaHHe CFTR2

Ton v olsve ]

Twne nokaneHsx sapuaumid (SNV): 3amena (snp), gaeneyua (del), nHcepuywra (ins),
Aynnveauma (dup), wHcepupaigenaynsa (indel) Tune! CTPYKTYDHBIX Bapraumid (CNV):
Aeneuuna (del), aynnukalyus (dup), wHcepykAalneneuwa (indel)

Reference (optional) @[{PMID:Cutting et al. 1990:1695717] |
(Active custom link : PubMed)
Knmirw, utobe BcrasuTte: {PMID:[1][2]} ®opmar ceonku: [1] = GaMmunua nepeoro
aBTopa Ge3 MHYLMANDSE, NDW HANWYMM COABTOPOE - Yepes npofen gobasuTe
DOI (optional) ©/{DOI:Cutting et al. 1990:10.1038/346366a0]

(Active custom link : DOI)
Waextngwmkatop ywdposoro ofnekTa

YacToTa B poccHiAcKoi nonynsayuM (optional) 0:

UacToTa BapuaHTa no AasHeiM Poccwiickoro pernctpa Sonshex MB

Affects function (reported) | Affects function v |

[Create variant entry]  [Cancel|

e Ignore this transcript - mocTaBbTe TaNOYKy, 4YTOOBI MPOMTHOPUPOBATH
TPAHCKPHIIT.

e DNA change (HGVS format) - wusmenecnme mnocnemoBareabHocT KJIHK
cornacHo HoMeHkiatype HGVS

e Location of variant - nokanu3anus BapuaHta - 00JacTh, B KOTOPYIO MOTagaeT
BapuaHT (5’HTO, sx30H, uatpoH, 3’HTO, npomoTop, sHXaHCep, cailneHcep)

e [EXOn - HOMep PK30HA/ UHTPOHA, B KOTOPOM TIPOM30IIIA 3aMeHa (B cliydae, eCiu
3aMeHa He TI0MaIaeT HHA B DK30H, HU B UHTPOH, cTaBbTe 0)

e Protein change (HGVS format) - u3meHeHue Ha ypoBHE OeiKa COTJIACHO
HoMmeHknarype HGVS

e RNA change (HGVS format) - u3MeHeHHe MOCIIEIOBATEIILHOCTH Ha YPOBHE
PHK cornacuo Homenknarype HGVS



http://www.hgvs.org/mutnomen/recs-DNA.html
http://www.hgvs.org/mutnomen/recs-prot.html
http://www.hgvs.org/mutnomen/recs-RNA.html

KommeHTapun - BamM KOMMEHTapHHM K BapuaHTy, aJpPECOBAHHBIC KypaTopy.
Maxkcumym 400 3HaKOB
dapmMakoreHOMHUKa - YKa3bIBACT HAa HAIMYHE Mpenapara, 3PQPEeKTHBHOTO MPOTHB
3a00JeBaHMs TPU HAJUYUHM JAHHOTO BapuaHTa. (I BBIOOpA HECKOIBKHX
MpernapaToB yuepkuBaiTe Haxaroi kinasumry Ctrl mpu Beibope)
Affects function - BiusiHue BapranTa Ha QYHKIIHIO OeIKa
> Effect unknown - BiausiHEE HEM3BECTHO
> Affects function - Bausier Ha QyHKIIMK OeKa
> Probably affects function - BeposiTHO, BiusieT Ha QyHKIMU OeNKa
> Probably does not affect function - BeposiTHO, He BiHMseT Ha (YHKIUU
Oenka
> Does not affect function - ve Biusier Ha QyHKIMK Oenka
Allele - yka3pIBaeT, OT KOTO M3 POUTENICH yHACIIECOBAH BapUaHT
> Paternal (confirmed) - oTioBck#Hif (OTIIOBCTBO MOATBEPIKIACHO)
> Paternal (inferred) - oToBCcKuii (OTIIOBCTBO HE MOATBEPIKIATOCH)
> Maternal (confirmed) - maTepuHCKHiT (MATEPHHCTBO MOATBEPKICHO)
> Maternal (inferred) - matepuHCKHii (MATEPHHCTBO HE TIOATBEPKIAIOCH)
> Both (homozygous) - BeisIBIIeH y 000MX poaWTENCH (rOMO3WUTOTHBIH
BAapHUAHT)
Chromosome - xpomocoma, Ha KOTOpOW HaijeH BapuaHT. [IpucBamBaeTcs
ABTOMATHYECKH
TpuBnaneHOE Ha3BaHWE - Ha3BaHHE, IO/ KOTOPHIM Yalle BCETO YIMOMHHAETCS/
npeJyIaraeTcsi yHOMUHATh BAPHUAHT
Knununueckas 3Ha4MMOCTSb - corntacHo pekomeHnaanusm ACMG:
> [laroreHHslit
> BeposATHO MaTOreHHbIN
> HeonpeaeneHHOro 3HaYeHUst
> BeposaTtHo 1o0OpokayecTBEHHBIH
> JloOpokauecTBEHHBIN
Knacc myraruu - Kj1acc MyTaluu COTJIACHO XapaKTepy HapyIICHUSI.
Genomic DNA change (HGVS format) - u3meHeHue mocieaoBaTeIbHOCTH
renoMHoit JIHK cormnacHo Homenkinarype HGVS
dbSNP ID - runepccbuika Ha aHHOTaIMIO BapuaHTa B 6aze dbSNP
CFTR1 - runepcchuika Ha aHHOTaIMio BapuanTa B 6aze CFTR1
CFTR2 - runiepcchiika Ha aHHOTanuio BapuanTa B 6aze CFTR2
Tun myrauun — tun Mmyrauuu no usmeHenuro B JJHK
SNP - ogHOHYKJIEOTHIHAS 3aMEeHa
DEL - nmeneuus
INS - unceprus
DUP - nynnuxanus
INDEL - uncepuus/ gyriukamus
CNV - uzmeHeHue 4yncia KONMUHA peruoHa
SV - cTpyKTypHas Bapuaus
Reference - cceutka Ha myOnukanuro (Hanpumep, B PubMed) wnu 6a3y qaHHBIX,
U3 KOTOPOH B3ST JaHHBIN BapuaHT
DOI - ccpuika Ha mybaukanuio nocpeactsom DOI
YacTtora B pOCCHUHCKOM MONYJIALMHA - YacTOTa BAapHaHTa B POCCUUCKOU
MOMYJISIITII

A2 A N N N R


http://www.hgvs.org/mutnomen/recs-DNA.html

e Affects function - BnusiHue Ha yHKIMIO Ha ypoBHE reHoMHOM JTHK
> Effect unknown - BiausiHMEe HEM3BECTHO
> Affects function - Bnusier Ha ¢pyHkmu resomuoi JJTHK
> Probably affects function - BepositHO, BimsieT Ha (QyHKIHMH TEHOMHOMN
JTHK
> Probably does not affect function - BepositHo, He BiMseT Ha (GYHKIHH
renoMHoi JJHK
> Does not affect function - ne Biusier Ha ¢pyHkimu resomuon JJHK
e Create variant entry - co3aaer 3anmch 0 TCHETUYECKOM BapHaHTE
e Cancel - ormena
3amonauTe opmy u Haxxkmute “Create variant entry” (Co3zmaTh 3amuch O BapHaHTe).
Ecin  ¢opma 3amonHeHa KOPPEKTHO, 4Yepe3 HECKOJBKO CEeKyHI BbI Oymere
NepeHanpaBJieHbl HA IPYroil 3KpaH, Te Bbl CMOYKETE BHECTH HOBBIC BApPUAHTHI, JTHOO
BEPHYTHCS K HH()OPMAITHH O MAIUEHTE.

JloGaBiieHre BapraHTa, HaliJIGHHOTO y MallMeHTa

Ommus “Add a variant to this individual” (Jlo6aBuTh BapuaHT, HalICHHBIN y MTAIIUEHTA)
JOCTYITHA TOJBKO B TOM CIIydae, €CIM BBl yXKe€ CO3/alli CKPUHHHT, a 3aTeéM BBIOpaliu
“Back to the individual” (BepayTbcs k 3anucu o nauuente). Eciau Bel XoTHTe 100aBUTH
BapUaHT, HAWJCHHBIA y IMAIMCHTAa, WUCIOJB3YS Y)KE CO3JaHHBIH CKPUHHHT, BHIOCPHTE
cooTBeTCTBYIOImMI ckpuHUHT. Haxmure “Add a variant to this individual”, 3atem
BBIOEPUTE CKPUHUHT, B KOTOpPHIH BBl XOTHUTE J00aBUTh BapuaHT. Bwl Oynere
MepeHanpaBjieHbl B MEHIO i 100aBjeHUsT HOBOro BapuwaHTa (cMm. JloOaBieHue
BapUaHTa, PacroJ0KEHHOTO BHYTPH T'€HA).

OtnpaBka 3asiBKU

Korma wHpopmamuss 1o NanUeHTy, CKPUHHMHTY M, XOTSA OBl OJHOMY BapHUaHTY
no6aBiieHa, cTaHOBUTCA AoctymHa onuus “I want to finish this submission” (S xouy
OTIPABUTH 3aBKY).

Submission of screening #0000000440

What would you like to do?

| want to add a variant to this screening
Back to the individual

| want to finish this submission

OmnoBelieHrne 0 HOBOM 3asBKe OyAeT BBICIAHO IO DJIEKTPOHHOM MOYTe KypaTropy(am)
reHa(oB), BapuaHT(bl) IO KOTOpoMy(bIM) OBLITH ONUCAHBI B 3asiBKe. He moaTBepskaeHHas
KypaTopoM 3asiBKa BHJHA TOJIbKO €€ 3asBHTEII0 M KypaTtopam. Bbl Moxere
MpoCMaTpUBaTh BHECEHHbIE BaMH JJAHHBIE B JTIFO0O0E BpEeMs.

JlopaboTKa HEe3aBEPIICHHON 3asIBKH

Ecnu mo xako#t nubo mpuunHe 3asiBKa He Oblla OTIIpaBlieHa, OHa OyAeT coXpaHeHa B
CIIMCKE HE3aBEpPILICHHBIX 3asBOK. JTO TAaKXKe O3HA4aeT, YTO KypaTop HE TMOJIYYUT
YBEIOMJICHHSI TIO DJEKTPOHHON TMOYTe O TOCTYIJIEHUHM HOBOW 3asBKU. YTOOBI



MPOJIOJDKUTH paboTy C He3aBeplIeHHOW 3asBKoii, BbiOepute “Unfinished submissions”

(HeszaBepiuieHHBIE 3as1BKH) B IPAaBOM BEPXHEM YIJIy SKpaHa.

LOVD v.3.0 Build 15 [ Current L OVD status ]
Welcome, Poman Bacunbes
Your account | Unfinished submissions | Log

out

Beibepure HyxHYI0 3asBKy. CreayidTe HHCTPYKIMM C MOMEHTa, HAa KOTOPOM
MIPUOCTAHOBIIIH PAbOTY C 3asIBKOM.



