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online - cepBuUc

npegHasHadeH ons

v/ aBToMaTuyeckoro cdopmMmmpoBaHUS CNUCKA FEeHOB
ANSA OanbHEnLWero reHeTUYecKoro aHanmaa ¢ y4eTom
dhEeHOTUNNYECKNX MPU3HAKOB, CEMEWHOro aHaMHesa,
dapmakonorM4eckux npenapartoB, MNPUHUMAEMBbIX
naLuneHToM, N aKTOpOB cpedbl

¢/ aBTOMaTU4ecKoro (popmMMpPoBaHUA 3aKNKOYEHUS MO
pe3ynbratam NPOBEAEHHOIO reHeTU4eCcKoro
TECTUPOBAHUS




xGenCIoungy aTo ,El,OJ'I)KHO sb‘m

BPAUL- I'EHETI/IKI/I
LIEHTPbI 1 TABOPATOPWM OHK-OUATHOCTVKM
MEMNKO-FEHETUYECKWUE KOHCYNTALA
YACTHbIE KNHWKW, MPEONAFAIOLME YCNYIM
MO NPOBEAEHWIO TEHETUYECKOIO
¥ OBCIIEOBAHMS
“LI,EHTPI:I PEMPOOYKLIA
g HAYYHO-UCCNELOBATEJIbCKVE UHCTUTYTHI




Gen MOJIb3A

WUcnonb3oBaHue cepBuca no3sponut Bam:

1. YBenun4ntb CTOMMOCTb COOCTBEHHOro OpeHAOa 3a cueT
MUCMOJIb30BaHNSAA COBPEMEHHbIX TEXHOMOIMMHU
2. Oka3biBaTb MOSIHbIU CMEKTP reHeTUYEeCKUX YCRyr
3. YBenuumtb 06bEeM npoaax 3a c4eT HasHa4YeHUA KITMHUYeCKUX
N ONOXNMUNYECKUX TECTOB
4. YMEHbLWUTb WHTeprnpeTauuro pes3ysibTaToB C MNOMOLbIO
Bpavyen-reHeTUKOB

5. Mony4yatb gononHuUTerbHbIXM MaTepuan no npeauKTUBHOMN
MeauuunHe



Gen MHTEPTTPETALWA

BO3MOXHOCTU cepBuca no3BonaT Bam nHTtepnpeTmpoBaThb:

1. [eHHbIN yPOBEHb:
TapreTHble NaHenm,
3K30MHbIU U MOJNTHOreHOMHbIN aHanNus,
CeKBeHupoBaHue
2. XpOMOCOMHbIU YPOBEHb:
MUKPOMATPUYHbIN aHanNu3
(MMKpoaeneunn n mukpoaynnanKauum, TpaHcNoKaumm)
3. ANUreHeTU4eCKUN YPOBEHb:
meTunuposaHue [JHK
akcnpeccus reHoB (aHanu3 MmnkpoPHK)



Gen ONATHOCTUKA

CuctemMa nogaepXkKu NpUHATUSA pelueHUus1 Nno3BonseT BpayamMm B
peanbLHOM BpeMeHu: npoBoautb aunddepeHUnanbHYIO
ONAarHOCTUKY crneayioLlwmnx COCTOSAHUMN:

1. MoHOreHHble 3aboneBaHusA (6onee 9000 cCMHAPOMOB)

2. XpoMOCOMHbLIe 3aborneBaHus (6ba3a 3HaHUM BKIKO4YaeT dbonee
15 000 XpOMOCOMHbIX abeppauumn ¢ ONNCaHHOWU KITUHUKOWN



Gen NMUEH3VPOBAHUE

JInueH3upoBaHMe MEANLIMHCKOWN AeATeNbHOCTU NO OKa3aHUIo
MeOAULMHCKOU MOMOLLU O60NbHbLIM C BPOXAEHHbIMU U (Mnun)
HacneacTBeHHbIMU _3aboneBaHMAMU _C  UCMONb30BaHUEM
peweHumn xGen Cybernetics

Pa3pabartbiBaemMble Hallen KOMMNaHUEeWU pelieHuss B obnacrtu
MEeANLIMHCKON reHeTUKU COOTBETCTBYIOT TpeboBaHUAM
Mopsigka oKasaHusi MeaAULMHCKOM TMNMOMOLMU OONbHLIM _C
BpoXxaeHHOU U HacneacTtBeHHou natonoruen (MPUKA3 ot 15
HOS1OpS 2012 roga \ 917H,
http://docs.cntd.ru/document/902385270) U MOryT NPUMEHATbLCA
Ons  NUUEeH3NPOoBaHUSA OesiTeNbHOCTU NOo  MeAULIMHCKOW
reHeTuke. B aktmBe xGen Cybernetics yaavyHasa npakTuka
npUMeHeHus Hawunx nporpaMmMHbIX peLleHumn no
anddepeHUnanbLHO ANArHOCTUKE CUHAPOMAanbHbLIX opm
ans JINLUeH3npoBaHusa nesaTenbHOCTU "MeOguLIMHCKasA
reHeTUKa«.




Gen MATEPUAJIbI U

1|

METO/bI

JNIA  HanonHeHua 6asbl __3HaHUW JIKCMEepPTHOU CUCTEMbI

«xGenCloud» wncnosnb3oBanNMCb AOCTYNHbIe NYONMUYHbIE
ncrouyHukm cetm UHTEPHET:

1. CtaTtbMm K 0030pbl B Hay4HbIX XypHanax no TemMaTuke
npeauKTUBHON MeOULUUHBI.
2. [lyonunyHble 6a3bl AaHHbIX MO MHOroakTOpHOU NaTosiornn
(6ba3a
AOaHHbIX MO reHeTU4YeCKUM accouuauusam, crnoBapu
3aboneBaHum,
Npu3HakoB peHOTUNna, reHoB C MeXreHHbIMU
B3auMoaenCcTBUSIMMN).
3. CoOCcTBEHHbIN oONbIT pabotbl B  obnactu
nepcoHnpUUMpPoOBaHHOM
MeAUUMHbI U CO34aHNUA AUAarHOCTUYECKNX NPorpamMmm.
Ona pacyeTa pUCKOB 1 peanu3aumn NPOorHocTuYeckon pyHKLNm

1.

3KCnepTHOMU CUCTEMbI ncnonb3oBarncs KOMIJIeKC
MaTeMaTUn4yeCKUX MeToaoB:
HenpoHHbIe ceTw.



Gen TPYOHOCTU

1. Ype3BblyanHo bonbLon 06 Lem nHcpopmaumm B 4aHHOMN
obnacrtum.

2. OTcyTCcTBME CTAaHOAPTOB B 06NacTu NpeaAnKTUBHOMU
(nepcoHnpULUMPOBaHHOU) MeOULUHDI.

3. OTcyTtcTBMe CTaHOAPTOB pa3padoTKU NPOrpamMmMHOro
obecneyeHns B 06racT MeanLMHCKOU FreHeTUKM.

4. CNOXHOCTb MaKCMManbHO NOAPOOHOro onncaHus
cdeHoTUNa nauymeHTa B hopmMmariuaoBaHHbIX TEPMUHAX.

5. HesACHOCTb OLleHKN pucKa MHOropakTopHoOro
3aboneBaHus.

6. ITN4YecKue nNpodnembil.

7. OTCcyTCTBME LeHTpanM3oBaHHOU CUCTEeMbI BBOAA,

XpaHeHUus n o6paboTkm uHdopmaLum no reHoTuny
A3lIVeHTA U ero beanuv23aiivivu r ryune cherorTuna



Gen .
CueHapun ncnosnb3oBaHUSA

[TauneHT o6pau4g’e$09 I%KLQ@
!

Bpay Ha ocHOBaHMM oCcMOTpa nauneHTa U CEMENHOro aHaMmHe3a C
ncnonb3oBaHMEM cepBUca doopMUpPYET CNNUCOK reHOB
(moniumopdur3mMoB) Ana NpoBeaeHNS MNOCcreayLWero
reHeTU4eCcKoro aHanmsa

!

JTabopaTopunsa NpoBOAUT rEHETUYECKNW aHarnM3 No CrnCKy
!
Bpay ¢ nomoLbio cepBuca NHTEPNPETUPYET MOSTyYEHHbIE
pe3ynbTaTbl FEHETUYECKOro aHanusa
!

[TauuneHT, UMes Ha pyKax pa3BepHYTOoe reHeTu4ecKoe 3akntoveHne ¢
peKoMeHaaunsaMmn no HabngeHUo Yy TEX UIN UHbBIX CMIELINANMNCTOB,
HeobxoaMMOoCTU NpoBeaEHNST AONOMNHUTENTBHOIo NabopaTtopHOro u

WHCTPYMEHTanbLHOro obcrnenoBaHus, NPOAOIKaET
HabnogeHne/obcnegoBaHne B KNUHUKe/NnabopaTopun
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Gen OLIEHKA
NPEOPACHOAOXEHHOCTU

CemenHbIN
aHaMHe3
deHoOTUN
Pe3ynkraTthl OueHka
reHeTu4eckKoro
TEeCTUPORAHUSA npeapacn
ono
XXEeHHOCTM MonynsunoHHbIe
AaHHble
BASA OTHOCUMTEeNnbHbLIN

3HAHUA oMCK



Gen ®OPMUPOBAHNE
SAKJTFOHEHUWA

OueHka
npeapacn
ono
XXeHHOCTH
dononHuTenbHbIe TeCTbl ANA dapm. npenapaTtbl
MOHUTOPUHra 340pPOBbA C onTUMaribHbIM 3 deKTOM
NueTta KoHcynbTauum Bpayen

PekomeHaauum



NHTepdenc — Noabop TecToB

o ¥ xGenCloud - MNoabop reHeTuyeckux TecToe - AsTopusaums

Gen




Gen

NHTepdenc — rnaBHoe OKHO

# * xGenCloud - Moabop reHeTuueckux TecTos - 3anywexo: 28.10.2014 8:22:47

sssrorrsed




NHTepdenc — OnmncaHne dgoeHoTUna

-
¥ xGenCloud - Mog6op reHeTuyeckux Tectos - QeHOTUN NauueHTa

MpusHaku | 3abonesanma | Mpenapatsl | QakTopel

Oonm

MpusHaku

HassaHue Y poACTEEHHWUKOE 4 Bce

| Bpema Hayana v KIMHUYECKUIA KypC

I Tun HacnegosaHua

4 DeHOTUNMYECKER aHOMaNNUA
Mouenonosan aHomanna
AHOManWA rofoes! U Wen
AHomanwua rnas
AHomanwa yxa
Heeponoruyeckoe paccTpoicTeo
Aromanwa rpyau
SHAOKPUHHOE PaccTPOMCTED
AHOManuA CKeNETHO-MbILIEYHOW CUCTEMBI
AHOMaNWA NPEHaTaNbHOTO Pa3BUTUR AN POXKAEHWA
Anomanua SprowHoli nonocTu
Hapywerue pocta
AHoManua HapyxHow o6onoukn
AHOMaNMA CepAeHHO-COCYANCTON CUCTEMBI
lemaTonoruyeckas aHomanusa
Anomanua metabonnsma
Hapywerus geixaHus
Heonnasva
WmmyHonoruueckoe Hapywenuve
Numdatnueckue aHomManum
AHOManua CoeaUHUTENBHON TKaHU

Tpombos raybokux BeH  Het

[T] Ects y poactsenvikos 1-i crenenw poacTea

[T] Ecte y poacTsentmxos 2-i1 crenenn poactea
[T] Ecte y poacteentuxos 3-i v Gonee crenenu poactsa

Wzmenuts




NHTepdenc — OnmncaHne dgoeHoTUna

-
¥ * xGenCloud - Moa6op reHeTuyeckunx TeCTos - DeHOTUN NaureHTa

MpusHaku | 3abonesanua | Mpenapatsl

npu3HaKun
Hassanue A 6 onestin
Bapdapwr ApTepranbHaa runepTeHsua
TunoTtupeos
ButennudopmHas MakynapHas ai
npenaparel
dakTopbi

Mpenapatki

Ouuctute

XKE<KC=HWVDVODVOZZIrA-"IOTMMOO>

Mckats Haiigero 55 reHos MokazaTk reHsl Mokasats TecTs




Gen

NHTepdpenc — Crnncok reHoB

xGenCloud - Moa6op reneTuyeckux Tectos - CNcok reHos

r CNncok reHos -

Hassanue BaxrocTb JoctynHocTs Tecta Cwvmeon rena: ABCB1

ABCB1 St it Monroe HaseaHue rexa: ATP-binding

cassette, sub-family B (MDR/TAP),
member 1

ABO HW3KaA BaXHOCT -
ACE CpeaHAA BaXHOCTb  +
AGT CPEeaHAA BaXHOCTL
AGTR1 CPEeAHAR BaXHOCTb
APC CPEAHAR BAXHOCTb

Jokyc rena: ABCB1
APOB HW3KaA BaXHOCTb

CvHOHWUMBI reHa:
ABC20,CD243,CLCS,GP170,MDR1,P-
GP,PGY1

APOE BbICOKaA BaXHOCTL
AQP2 HU3KaA BAXHOCTb
CACNALIC HuM3Kan BaXHOCTL
CALU HW3KaA BaXHOCTb
CD14 HW3KanA BaXHOCTL

Entrez Gene ID: 5243
CYP2C18 Hu3Kas BaXHOCTb

Opyrue ob6osHauerus: P-glycoprotein
1,colchicin sensitivity,doxorubicin
resistance, multidrug resistance protein 1

CYP2C19 cpeaHas BaXHOCTb
CYP2C8 HW3KaA BaXHOCT

CYP2C9 BbICOKas BaXHOCTk

CYP4AF2 CPEAHAR BaXHOCTb

CYP4v2 HWU3KanA BaXHOCTb
EPHX1 HW3KanA BaXHOCTb
F10 HWU3KaA BaXHOCTL
F13A1 CPEAHAR BaXHOCTb
F2 BbICOKaR BaXHOCTb

F5 CPEAHAR BaXHOCTb

F7 CNENHAR RANHOCTh

m CdopmuposaTh NepeyeHs TECTOB




2l NHTepdoenc — cnncok TectoB

xGenCloud - Moa6op reHeTuyecknx TecTos - CNucok Tectos

Koa HassaHue Komnarua MeHe BaxHocTs
00-00-003 Puck atepockneposa v ubc, NpeApacnonoXeHHOCTL K AUCAMNMAEMNI 30 Koa recta: -

00-00-016 ®aPmakoreHeTuka 234 Hassanue Tecta: -

00-00-017 ®apmaxoreHeTHka aHTMarperaHTHLIX NPeNapaTos 12

Onucanue: -

ChopMUpOBaTE OTHET...
m l'eHbl Ges TecTos




Gen [EHEPUPYEMOE
[EHETUYECKOE
FAKMNHOYUEHUE

1. BBeaeHue (KpaTkoe onncaHue aHanun3a gaHHbIX);

2. OnucaHue Ucnonb30BaHHbIX ANns nogbopa TecToB
napamMmeTpoB nauueHTa (KnMHUKa, 6onesHu, npenaparhbl,
¢dakTopbl cpeabl);

3. MepeyeHb reHOB cpeaHen N BbICOKON BaXXHOCTM,
pekoMmeHAayeMbIX A5 TECTUPOBaHUSA;

4. I'Iepequb reHeTu4eCKnMX tectoB, p€KOMeHAOBAHHbLIX K
Ha3HA4Y€eHUIO;

5. MepeyeHb AONONMHNTENbHbLIX JTAOOPATOPHbIX U
WHCTPYMEHTaNbHbIX METOAOB;

6. Cnncok Bpayen, pekoMmeHAOBaHHbIX AJ1S KOHCYNbTauuu;



3AK/IFOYEHME NO PE3Y/IbTATAM NOABOPA

TEHETUYECKUX TECTOB

cybernetics

000 "akcxen CaitbepHeTMKC"

xgencloud.com

Mockea
2014

1. APOE (apolipgRratsin £, 19913.2, Crwonmms: -AD2|LDLCQS LPG, Entrez Gene
1D:345)

2.CYP2C19 (ytoghroms P450, family 2, subfamily, C, pelvaeptide 19, 10024,
Cumonwms: :CPCI| CYP2C| PASOC2CIPASOIICLS, Entrez Gene ID: 1557)

3.0YP209 (cytochroms P450, family 2, subfamily, C, polyentide 9, 10624,
Curommmsi :CPCS|CYP2C|CYP2CI0|CYPIICS|PASOIICS, Entrez Gens ID: 1559)
4.CYP472 (cytochroms P450, family 4, subfamily. F, pelyneptide 2, 19p13.12,
Curonums :CPF2, Entrez Geng ID: 8529)

5.F2 (coagulation factor Il (thrombin), 11p11, Cuonums: :PTIRPRGL2|THPHI,
Entrez Gene 10: 2147)

6.F7 (soagulation factor VIl (ssrum prothrombin sonversion accelerator). 13a34,
Cumonumsi SPCA, Entrez Gene I0: 2155)

7.VKORCI. (vitamin. K epoxide reductass comalex, subunit 1, 16p11.2, Cuonmmst
EDTP308|IMAGE3455200| MST134 | MSTS76 1 VKCFD2VKOR, Entrez Gene ID:
79001)

PEKOMEHA3HM 110 FEHETUMECKOMY TECTUPOBaHIIO OBCAEAYeMOr:

1.Tecr s Komnanuw info@citiiab.ru - 00-00-003 PUcK aTepockepo3a H UBE,

NP APACHONOMEHHOCTS K AHCAMTUASIA

2.Tect & Komnanum info@citilab.ru - 00-00-016 LIPMAKATEHETHSR

3.Tecr & xomnanwy info@citilab.ru - 00-00-017 PapmakoreHeTUsa

ANTUATRErANTHEY NPEnapaTos.

PEKOMEHAALIM 110 AOMOAHATEALHSIM NBBOPETOPHSIM U UHCTPYMEHTaALHEIN
METOABM 41A TECTUPOBaHMA OBCNEAyEMOrO:

aphy. disgnestis

2.CHEHMPOSBHME HUKHET KOHENHOCTH C MCTIONE3OBaHMEM 1251-MeueNNoro
porena , AuaTHOCTECKHT TecT.

3 AKTUBHPOB3HHOE UBCTHAHOE TROMGONIACTUHOBS BPEMS W uaCTHMHOE
TRONGRVIBSTUNRERS SpemA, nnasMa.

4. AHTU$OCHONUNMANBIE aHTUTEN, CHIBOPOTA.

3AKTIOUEHHE I10 PE3YITATAM

TIOT5OPA FEHETHUECKHX TECTOB
Mauyient 35467677546, 10N - MEHCKH, OBCAEATEIN B AUATHOCTAMECKOM LEHTDE
info@citilab.ru 418 HasHadeHWR reHETMMECKOrD TeCTWPOBIHWA. flaTa W Spem
obcneposanun - 20141028 0B-50-16. Ha ocHoBe OCMOTPa naudenTa,
NPEAOCTASNEHHEIX  MAUMSHTOM AHHIX NWMHOTO W CEMERHOTO aHaMNE3s,
UHBOPMALUM O MPMMMMAEMBIX NPENIPATSK W $AKTOPEX CPEASI BAMAOLX HA
O6CTIeaYEMOr0 CHOpMHPOaH NepedEHs IKTYANLHbX AT TECTUPOBIHHR TEHOS U
ONTUMNLHBIT HABOP TeCTOB, BRI ABHHBIE reH.

¥Gen ID: B79C06BC625D40CE97438D6452FCECH4

Kaiaoe 33knIouewme CO3AIHHOE C Nomoustio Cepsvica xGengloud umeet
yHuKansHei HoMep ¥GenlD & suae KomBAHaUMH LGP U Byks aHTAWTICKOTO
andasua.

Bbi MOMETE MCRONLIOBAT 3TOT HOMEP & KAMECTBE HOMEPA 3NEKTPONHON KAPTSI &
yHpemaeHMRX, noKnioseHHLIX K cepsucy xGenCloud.

{11 3TOTO 3aMUCHIB3AC KO BPaYY Ha NPUEM UMM HB AMBTHOCTUNECKYIO IPOUEAYPY
cooBuse faHHi ¥GENID PeruCTPRTOPY.

VMHGOPMaLIAA © BALEM COCTORMUM SAOPOBLA WM PE3YILTATS AMArHOCTUHECKDT
npoUeAYPS! GYAYT & 0BesuueHHOM Buae AOBaBNEHS: B BalLY 3NEKTPOHHYIO
KapTY cepeca GENCloud 1 MCMONE308aHEI ATA MPOTHOS3 COCTORMUA Balwero.
380p08EA 5 AUHAMMKE.

MIpOrHO3 COCTORMMA BaLEr0 3A0POSER 1 AOMOMHATEALHBIX PEKOMERZALARX Boi
MoeTe npocmoTpeTs & /luaHom Kabunere xGendoud,

Brioche ayiouLK 3aKMNEHIAX, EHGPRHHSIT Bawi XGRnID B KaECTEE OCHOBHOTO
6yaeT oToSpaaTsca & none Parent yGeniR.

BCeMEIiHOM aHAMHESE NALMEHTA MMEIOTCA Cheayiolume 3a60neBaHMS:
1.Tpom6os

I3UyENT NPHHAMBET CAEAYIOWME GIPNBRONOTHHECKHE NBENapaT:

1.Bapdapuy

BeooTseTcTaM CunbopMaLIMER 13 Basei Inanwi cepsuca xGenCloud arTyanswo

TECTUPOBaHIE Ha HANUMME MYTBLFi CREAYIOWUX reHOS:

5. Tecr va arTuTROMGHH I, AMBTHOCTHSECKIT TeCT.

6. ARTERUOTRARUA, AMSTHOCTHMECKW TeCT.

7.6nkapBorar, Kposs.

8. 3361 KpOBH, BPTEPHANEHBA, KROBS.

9. Yrnexucnui £33, obuee CogepaNHe, KOS

10 BuoXMMMIECKITE aHaNUS KDOBH

11, PerTrenorpadun rpYAHON KNETKH, AUATHOCTHHECKNT TeCT.
12.UseTHR AYNEKCHAA YSTRACOHOIRARUA, AMBTHOCTHYECKMT TeCT.
13. PassepHyreii aHanus KposH, KpoSE.

14. KOMNIPECCHONHOE Y3W, AUarHOCTHHECKWT TecT.

15. KomnLIoTepHan TOMOrpadUA (crMpansHas), AWarHOCTHIECKIT TeCT.

16. KOMNLIOTEDHaA TOMOrpaGUA (CNMPaNLHA, 3NEKTROHHO-NYNEBaR
KOMNLIOTEpHER TOMOTPaGMR), AHATHOCTHMECKHH TecT.

17.Tect va d:gumep, KpoB®.

18.TecT Ha g:gmeP, KpoB®.

19, ynsTpaseyosoe uccneaosanwe ¢ 3bdexTom ONNASEA, AMATHOCTHMECKN
Tecr.

20.2x0%2pAUOrRAdMA, AMBrHOCTUYECKW] TecT.
21.37EKTPOKBPAOTPadUA, AMBTHOCTHYECKH TeCT.
22.37€KTPONMTS, NNB3M3 UAM CHIBOPOTHA.
23.0akTop V, (Leidan mutetion), kpose.
24.OuBpUHOreH, Nnasma.

25.TemornoBuH, kpose.

26./unasa, ceiBopoTKa.

27.ChanupoBanue nerkix, NEPGYSHA U BEHTWAALIMR, AMArHOCTUHECKMA TecT.

Gen

NMPUAMEP 3AKJTFOYEHWNA
GPAITMEHT

28. MarHUTHO-Pe3OHAHCHER TOMOTPaGUR , AMBTHOCTHYECKHT TeCT.
29. Mccne aosanve DAZIMUHOTENS, KpOBS.

30. KonuuecTso TPoMGOWMTOS, KpoSS.

31.6en0K C, kposs.

32,610k, 0w  cooBomNSIA, KpoS.

33.(IDQIROMBUHQBRE BPEMA H MEMAVHAPOHOE HOPMATHSOEBHHOE OTHOWEHHE.
nnzawa

34 AHTMOTPaGHA AETKUX, AMBTHOCTHSECKAT TecT.

35.CermenTapHoe OnpeeneHHe AZBNEHWA NDH AMATHOCTUKE 3a60neEaHMiE
nepHBEDHIECKIX COCYR08 (MNEABHCHAR NNETHSMOTPAGMA), AMBTHOCTHIECKAT
Tecr

36.Pauorpadin, AMBTHOCTHNECKAT TeCT.

37.CHOPOCTS OceA3HHA 3PUTROLUTOR, KpOES.

38.PaCTBOPMMBI/i KOMNNIEKC MOHOMEPOB $HBPUHE, CHIBOPOTKA.

39. Uccnegosanme Mo, mova.

40. Berorpadua (< KOHTP3CTOM), AMarHOCTUdECKWH TecT.

41 Bevorpadun, AMarHoCTUECKAR TeCT.

PEROMENAOBIHO KOHCYABTUPOBAHE OBEAEAYEMOTO Y CREAyIoLLX Bpadeil

1. KoncynsTauns spasa.



Gen

NHTepdenc — Moaynb nHTepnpetauuu

# ' xGenCloud - Wxtepn| ® ' *GenCloud - MHTepnpeTauus reHeTMHeckux TeCTos - ABTopUsaLus

Gen

WnTepnpetayus

Homep vHTepnpeTay
Nokasatb

CkpoiTe

Mokasatse BCe

Pepaxtuposats

3aKknroueHue




Gen

NHTepdenc — rnaBHoe OKHO

# * xGenCloud - MHTepnpeTauvs pesyabTaToB reHETMHECKOrO TECTUPOBaHUA

Wurepnpetauus

Homep uHTepnpertauum Homep knnerTa Tun Aata
048035f4-8fa5-4f9d-9733-946d601fe701 PAOOOOO278EN_S_TEST Habop Tectos  9/2/2014 5:57:32 AM
08580d09-9bfd-41b9-93de-ca3a251a33e0  PA00000273 nonHelid renom  8/31/2014 7:25:44 AM
0a15644e-7cal-4152-b34e-c3077d969510 PAOOO00280STRU Habop Tectos  9/24/2014 2:27:59 PM
43fc2038-b272-4c88-9c74-fdb35d2e43f3 PA00000274 nonHblid reHom  8/31/2014 7:39:32 AM
4541e5ae-69a7-4ff7-ac47-89cb9cf791ac Habop Tectos  10/12/2014 10:04:20 AM Mokasars sce
55b138e3-3967-4520-8897-5fcde690e275  PA00000276 Habop Tectos  8/31/2014 8:07:57 AM
854648e3-249b-4572-b%ad-b21e5dad%bed PA00000279 Habop Tectos  9/24/2014 12:48:18 PM
9b596537-af47-4d7a-a08a-03a72c6a016a  PAOOO00278EN_F_TEST Habop tectos  9/2/2014 6:06:07 AM
9e7efbe7-b48d-4599-8f97-8d21bbcacb60 3247637367 nonxelii revom  10/9/2014 7:16:52 AM
39dc5d1d-5032-4cba-8e82-67468fcc7ac2  PATESTOOO1DEST Habop tectos  10/15/2014 5:04:29 PM 3akntouenne
bedbb0cc-9ee0-424e-3307-fdcfb9c3fbl2 PA023436543 Habop tectos  9/3/2014 12:22:20 PM
d753d5a1-00bc-4595-84b0-3709ac34914c  PAOOOO280ENST Habop Tectos  10/19/2014 2:29:58 PM
d793ebcd-3acb-4c9f-adbe-5ced36a0612e  PAOO000279st Habop Tectos  9/24/2014 1:36:46 PM
e21c896c-b14d-4203-93d4-255%9e11cbf3a  TESTOO1FRST Habop Tectos  10/15/2014 1:38:52 PM

MNokazate

CkpoiTe

Peaaktuposate




en NHTepdenc — Bbibop TMNAa
MHTEpnpeTauun

_———
Wntepnpetauus pesyasTatos - [poseseHHbie TecTsl | )

@ ©

Koa Hassanue Kog
10-01-470 onpeaenenne sapuanta A(TA)6TAA/A(TA)7TAA B |

10-01-500 HenepeHocuMOCTs NaKTO3bI, (ONpeaeneHune MyTay,

10-01-500 HenepexocumocT nakTO3kI. (ONpeaeneHe MyTauum |

10-09-105 onpeaeneHue yeToipex MyTaumi & rede BRCAL (52
10-09-110 onpeaenenune aecatn myTauwmii 6 resax BRCAL/2 n

10-09-115 onpeaenerune Hanbonee YacTbIX MyTaUWIA B reHax

10-09-120 wuccneposaHue koaupytowvx 3k30H0E resa BRCAL

10-09-125 wuccneposaHmne Koaupytowmx 3k30HoE resa BRCA2

Chienaiis 10-09-130 uccaegoBaHKE KOAUPYOWMX 3K30HOB reHa P53 Ha

10-09-135 onpeaeneHne HOCUTENLCTEA W3BECTHOI Hacaegyer
10-09-205 wuccneposaHue KOAUPYHOLWWMX 3K30HOE reda MLH1
10-09-210 wuccneposaHne KOAUPYIOWWMX 3K30HOB reHa MSH2
10-09-215 wuccneposaHmne KOANPYOLWMX 3K30HOE reHa MSH6
10-09-305 wuccneposaHue KoaMpytoWwmX 3k30HOE reHa APC He

10-09-310 wuccneposanue rera APC Ha Hanvuue MyTauuii no
TO0-N0DI5 " AgpcssRadie dte i e e s aria e -

< m 3
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NHTepdenc — BBoag doeHoTUNa nauueHTa
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HTepdenc — BBoA reHoTMNa nauneHTa
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VIHTepdenc — pegaktMpoBaHUe TEKCTA
3aKknYyeHnd




Gen [EHEPUPYEMOE
[EHETUYECKOE
FAKMNHOYUEHUE

1. BBegeHue (KkpaTkoe onucaHue reHeTU4ecKoro
TeCTUPOBaHUA, NpoBeAeHHOro Ans nawuueHTa);

2. Tabnuua c pe3ynbTaTaMu reHeTU4YeCKMX aHarm3oB (FreHbl,
rs, reHoTUN, U T.A4.);

3. nepeyeHb NpPakKTU4YeCKNX pekomeHgaumm no
npocdunakTuke sadboneBaHNU, K KOTOpPbIM BbiSiBfIeHa
npeapacnonoXeHHOCTb;

4. Hay4YHoe 0O bSAICHEHUe UHTepNpeTaun reHeTU4eCcKux
pe3ynbLTaToB:

4.1 KpaTKoe onMcaHue BCcex aHann3npyembiX reHOB U UX
nonMmMmopPuUsmMbl;

4.2 YacToTa BbIABJFIEHHbLIX FEHOTUMOB B NOMNYNALUMY;
4.3 TepPMUHOSIOTM4YECKUM CrioBapb;
4.4 CCbINKN.



Gen NMPUMEP MHTEPMPETALA

MauwneHT ID 12434343, xxeHwWwMHa, 45 neT usy4yan B naboparopuu Sitilab.
AHanun3 11 SNP B BocbMM reHax, Ybu 6enKkoBble NPOoAYKTbl y4acTBYHOT B
noaTanHoOM npouecce opMUpPOBaHUA KOCTHOU TKaHN U NoaaepXXuBaHUN
€€ XXU3HeHHO BaXHbIX (pyHKUUU. B pesynbraTte aHanunsa BbisIBIEHbI
nonumopdusmbl B Tpex reHax (VDR, ESR1, FPP) koaupyrowmx peuentop
BuTamuHa D3, acTporeHoBbIX peuenTtopoB u capHesun audocdar
cuHTa3y. MlccnegoBaHuA nokasanu Tpy nonnMopHbIX annernen reHa B
reTepo3urotHom popme, yBenm4nMBaroLWmMX PUCK BO3HUKHOBEHUSA
ocTeornopo3sa, rmaBHbIM OOpa3oM B MOCTMEHOMNay3HOM nepuoae.

1. agekBaTHOe NoTpebdrneHne Kanbuua U BUTAaMUMHHO-MUHEpParibHOro
KOMMrieKkca, ¢ o6a3aTenbHbIM BKIOYeHUeM BUTamuHa D;

2. cbanaHcupoBaHHOe NOTpebrieHue NPOAYKTOB PacTUTENbHOIo U
XXMUBOTHOIO NMPOUCXOXAEHUS;

3. noTpebrneHne coeBbIX NPOAYKTOB, KOTOPble coaepXxat u3odriaBoHbI,
NONIOXUTENbHO BNUAKLWME HA MUHEpParbHYHO NJIOTHOCTb KOCTHOWU TKaHW;
9. nepuoanyYecKkue AEeHCUTOMETPUA N CUUHTUIPacpmm KOCTM.

10. HasHa4yeHue npenapaTtoB U3 rpynnbl budoccartos.



3AK/TIOYEHUE NO PE3Y/IbTATAM
TEHETUYECKOIO OBC/NIEAOBAHUA

cybernetics

000 "3kcAxeH CabepHeTUrc"
W.Xg u

Mockea
2012

CepaeunococyamcTan cucrema:

ACE
Ter ACE patnancmer wa anummam naese 17-0 xpamocoms: {nonanusauna
174233} u roamupyer swpasorny puenTs
(AN9]. ATIS, = cooo ouepean ywamTayer s peaninn

3AKTIOYEHHE I10 PE3VIBTATAM
TEHETHYECKOI'O TECTHPOBAHHA
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cpasrerwn ¢ Awuawe ¢ remotwnom Ghy/Gly. s mewumn noscfeaz
sccouwaTHenan caxes Gana oTseprRyTI.

Kar 6510 yrazano seiue, rencrun no nanwaopdromy nonycy ArglEGly momer
CHRETBETS EAMANME M3 SDOEXTHEROCTS TERINMM Spomnansnal scrae B2-
anperomumeTirawn (B2-aromwcraww). Tax, nowaamo, wro nocroammos

182

o } aaEr ]
s6denr npu reromine Gly/Gly. W, raobopor, 418 e, oA RAIUNX FERGTHAOM
Arg/Arg nogobnan repanua L5

yeTanomnero, o ana Tamex Awash @ Sonswei crenemw sdderusen

PR P (8ncrarap

Tarua CERIIOM, SEAINEN NOANMIESRE IANENS, N HEKSTORM SanmbM
ccoumnposamREl € NOSHUERREM PHCHOW PRISWTHA MeTaBCAMuECKOTS
CURRPIWE, IPTEPUANERIH TANEpTERTMN, RaRIH STM, 3 Tanwe Sonse

TamE R Tese e SpOrXV AN SOl STV, 3 eTepaINTSTROH SapuME.

MIPAKTUSECKME PEKOMEH JALIMM (CEP/JESHO-COCYINCTAR CHCTEMA):
no sTomumcne
JNHTBERA GTASMNmE NI BEMSTHNE W EMEWNEI3 NILMENT anz

n cepgeunc-c ocw o «
#STopsM shAmners reveTise peromenayerca:

1. HaBnwaerue yrepanesra

2. Hafawaenue y xapanonora.

3. W punr yposea 3p mamnenua = npw

nosfop: Beemoi TERININ.

P 2

p KM

i wacee Tena (scan ecrs).

. Orpanuse rue ynotpeSneym com s nwuty (20 5 rpavm 8 aens). Mpw stom
CAZAYET ySHTHISITE, WTO MNOTHE MPOAYNTS CAWK N0 CEBE HIRIENENG
COREPAAT SONBLICE KOMMSECTED COMM | RANPIME D, CHPB, KONUERSTTH M
conenma, xonSacHEIe HIAEANA, KONCEPS, MINONES, WHnC).

8. Orpanwserwe ynoTpeBaenwa anvarons;

9. NONHLIA OTKAS OT KYPEHMSR, .5 Ranwan narySnan npussrsa cama no
cefie AEMALTCR CYWECTSEMMEM GONOANNTEABMEM DINTOPOM PHCKS
paTBNTHA Cepasuna-CoTyaNETaX 3360nE Sa .

10Drparmse 2ae
npeueays

11Cneayer yarssars, wro

craTinos womeT SuTs crimen.

1

caoitcTs Kposu - npn
TepanssThsechal noppe KLIH:
Bpema rposorevenua
BpemacsepTosanua
NporpomBun no Keury + MHO
TromBunasoe spema
Suspuraren

= wcTanoe TR
Avrwrpomun Il

a

spewma (A4TE)
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y " “ pucka  pazswrua
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o Tpuranuepuas
* Xonscrepus
. Xan=€r=pvw nwnonporenncs mksrok naoTracw (NINHM)
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rememecnsro S5 eneaazana 1 rena APOE APOCS, FON
xuua npodunaKTHrM SpomXMaAnERaN SCTMBE
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HsBerars rantanra c anneprenaw
Npossarts npodwnanruny OP3 » OPBH (saranwsamwe, npuim
noAMENTIWMRREX KIMNAS REOS Rypcom - 2 pata 8 rag)
[lweTa ¢ orpamuEen KOS, 3 TARAR OCTRON, MERE rNO M KOTUERSH
e
Nposeasnue asoaTensnail rmmacTinm

= #posu ra ypasens
waynarnoSynma E (IE).
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NMPUAMEP 3AKJTFOYEHWNA
GPAITMEHT




Gen BbIBOOb!

1. ChopmmpoBaHa basza 3HaHMN SKCNEPTHOMN CUCTEMBI,
BKItovarLas Habopbl PEHOTUNMNYECKNX NPU3HAKOB, KIUHUKO-
reHeTn4YecKkmne accoumaLmm, CnoBapyu MHOroakTOpPHbIX
3aboneBaHU U FreEHOB, FTEHETUYECKNX accoumaLnin m
MEXIeHHbIX B3auMOOENCTBUN.

2. PaspaboTtaH anropntm nporHo3npoBaHus
npeapacnonoXeHHOCTU K MHOroakTopHbIM 3aboneBaHusaM.

3. PaspaboTaHa akcnepTHasa cuctema B Buae obnavyHoro
cepBuca, oNTUMU3UPYIOLLAA NPOLIECC HAa3HAYEHUS
eHETUYECKUX TECTOB U MHTEPNPETALUN Pe3ynbLTaToB
EHETUYECKOro TECTUPOBAHUA.

4. MopgroTtoBrneHa ocHoBa ANd BeAeHnsa 6a3bl JaHHbIX
«FeHEeTUYECKNUM NnacnopT».
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xGenCloud

*[paHTLI Ha
ncecregoBaHus

*KOMUCCUOHHbIE 3a
npoaBuxXeHne

*JlInLEH3NOHHbIE
OTYMCNEHMNSA 3a
NHTENMNEeKTyanbHyo
CcOBCTBEHHOCTb

*PekomeHgauumn

HanpaBneHnsa coTpyaHn4ecTBa

[ paHTbl Ha uccriegoBaHUsA
*KOMMCCMOHHbIE 3a NOTOK
nauneHToB

*JINLEH3NOHHbIE
oTYyncreHus 3a
Mcnonb3oBaHWE cepBuca

*Yny4yLieHne cepBuca

*[lpogaxwu
*PekomeHgauum
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xGenCloud KomneTteHuum Kowregib\

xGenCloud 1 HaLWK

3aKno4YeHbl

Aorosopa unm
cOBCTBEHHbIE
KOMMeTeHLUN

neperoBopsl

napTHepbl He
onpeaeneHsi




