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

¢/ aBTOMaTU4ecKoro (PopmMMpPoBaHUA 3aKNKOYEHUS MO
pe3ynbratam NPoOBEeaEHHOIO reHeTU4eCcKoro
TECTUPOBAHUS




xGenCIoungy aTo ,El,OJ'I)KHO sb‘m

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




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 CTaHO4APTOB 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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NHTEPOEWC

noagcuncrtemMa Ha3Ha4yeHuss reHeTu4eCKUX TeCToB

Perotun | 3atonesanus | flekapcTeennbie npenaparsl | Cpeacesie ‘PaKTODbIl

Peuuausupyowman rpoméosmbonusa = AHOManWu PeHoTUna

Mepudepuyeckuin TpomGos + YporeHuTanbHbie aHOMAaNUU

AprepuanbHbiii TpoMGo3 AHOManua rososBbl U Weu

AHoManuu raas

AHomManuu ywen

Hefnponoruyeckue aHomanuu

AHOMAaNWUU rpyaHoi KAETKU U MO0

JHAOKPHHHBIE AHOMANWKU

AHOManUU ONOPHOABUr aTENbHOMA CI

AHomanuu NpeHaTasnbHOro passuri

AHOManuu XuBOTa

AHomanuu pocta

AHOMAanNUU HaApYXHLIX NOKPOBOB

AHOManWU cepaeyHo-CoOCYAUCTON C
lemaronoruyeckue aHoManuu

F8

F9 =l AHOManUK TPOMGOUWTOB

FAS + - TpomGouuroneHus

FASLG TpomGouuros

FCGR2A Muranrckue TpomGoui

FCGR2B TpomGoambonusa

FCGR3A TpomGoambGonu

Egg - Tpombos

FGG Nepuee)

GDAP1 Aprepua

GGCX Peuuausupyon

GLI

GNB3 >

GP1BA

GP1BB
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GSTA1
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HFE

HLA-A
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¢, xGenCloud 1.0 - PeaynbTatsl noucka
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Gen ABTOMATUYECKN reHepunpyemMoe
reHeTn4YecKoe 3akrnoveHune

1. BBeaeHue (c KPAaTKUM Oonucziitev1 BbinoJsiHEHHOro
reHeTn4eckoro TeCTVIpOBaHVIFI);

2. CBOogHasa Tabnuua c pe3ynbrataMy reHOTUNMMPOBaHUS;

3. [lepeyeHb NpakTU4YecKnUXx pekomeHaauum no
npodunakTuke 3aboneBaHnn, K KOTOpPbIM BbisiBfieHa
reHeTn4YecKas npeapacnonoXeHHOCTh;

4. Hay4yHoe obocHOBaHue:

4.1 KpaTKkoe onucaHue Bcex npoaHanm3npoBaHHbIX reHOB
U UX noriumMmopcpun3mMos,;

4.2 O603Ha4YeHue pe3yrnbraTta reHOTUNMUPOBaHUSR;

4.3 YacTtoTa BbIIBNIEHHOro reHoTMNa B nonynauun B
LlerioM;

4.4 TepMUHONOrN4Y€CKNUN CrNoBapb;
4.5 Cnuncok nutepartypbl.



3AK/TIOYEHUE NO PE3Y/IbTATAM
TEHETUYECKOIO OBC/NIEAOBAHUA
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3AKTIOYEHHE I10 PE3VIBTATAM
TEHETHYECKOI'O TECTHPOBAHHA

$HO namewra Ve NN fara:0204.2012r
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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):
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1. HaBnwaerue yrepanesra

2. Hafawaenue y xapanonora.

3. W punr yposea 3p mamnenua = npw

nosfop: Beemoi TERININ.
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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.
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NMPUAMEP 3AKJTFOYEHWNA
GPAITMEHT




Gen BbIBOOb!

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

2. PaspaboTtaH anropntm NporHo3npoBaHus
npenpacnonoXeHHOCTU K MHOroakTopHbIM 3aboneBaHusaM.

3. PaspaboTaHa akcnepTHada cuctema B Buae obnavyHoro
cepBuca, oNTUMU3UPYIOLLAA NPOLIECC HAa3HAYEeHUS
EHETUYECKUX TECTOB N MHTEpPNPETaLUN Pe3ynbLTaTtoB
EHETUYECKOro TECTUPOBAHUA.

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