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e [lepcoHanuanpoBaHHaad MeguuUUHa

e P4: Prediction, Prevention, Personalization,
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[lepcoHanu3npoBaHHas
MeOuUWHa

COBOKYNHOCTbL METOAOB
NPoPUNaKTUKN NaTonornyeckoro
COCTOSIHUA, ANArHOCTUKU U JeyYeHus
B Clly4yae ero BO3HUKHOBEHMUS,
OCHOBaHHbIX Ha MHAWBUAYaNbHbIX
OCOOEHHOCTAX nauueHTa



3agauu 1M

» BbisiBneHne 3aboneBaHMA Ha KaK MOXHO Ooriee paHHeun
ctagumu, Korga nedyeHue 3dpchekTuBHee, npolie U AewleBne

» PasgeneHune nauueHTOB Ha rpynnbl, YTO No3BonsieT
BblOpaTb ONTMManbHble MeTOAbl JieYeHUs

YMeHblIeHUue nodoYHbIX 3hPeKTOB neKapCTBEeHHbIX
rnpenapaTtoB Ha OCHOoBe Oornee paHHeun M Oornee TOYHOM
OUEeHKU MHAMBUMAYaANbHbLIX peakuMn Ha HUX NauueHToOB

» lMoBbiweHne 3PPeKTUBHOCTU BbIOOpPaA HOBLIX OUOMMLLUEHEN
ANA NMOUCKa HOBbLIX JIeKapCTBEHHbIX CpeacTB

> COKpaLI.I,eHVIe Yyucria Heyaad, AnMUTesN1IbHOCTM U CTOUMOCTU
KNMUHUYECKNX UCNbITAaHUN HOBbLIX METOAOB JeYeHUs

CmMmelleHue aKueHTOB B MeAMLUMHEe C JfleYeHUS COCTOoSBLUero
3aboneBsaHua Ha ero npodunakTukKy, ¢ O0ore3HM Ha
340pOBbLe



3agauu 1M

e BbisBneHne MONEKynsapHOro mexaHusma 3aboneBaHwuA,
NOUCK Hauboree BaXHbIX OMoOmMapkepoB

e Co3pgaHue TapreTHbIX JIeKapCTBEHHbIX CPEeacTB

BbifscHeHne ana pasnuyHbIX nognonynaumm
naToreHeTU4eCKUX MexXaHU3MOB BO3HUKHOBEHUA WU
OCOOeHHOCTEU pa3BUTUA 3aborneBaHUU, pa3peneHue Mux
Ha TUNbl U NOATUMDI



Meavunna 4P

Prediction
[eHOTUNNpPOBaAHNE
AHannis SNP-myTauun
Genome-Wide Association Studies, GWAS
[MporHo3 pucka 3aboneBaHum

Prevention
[MpodomnakTunka
NHonBuayanbHOe nutaHme

Personalization
HTepakTMBHasA KapTa 300p0Bb4
[TepcoHanbHbIN KOMMNbLIOTEPHbLIN OOKTOP

Participation
MHTepaKTVIBHoe ydyacTtmne rnaumneHTa
B yrpasiieHnin CBOUM 300PpOBbEM




CTOMMOCTbL CeKBEeHUPOBaHUS

Cost per Genome

Moore's Law

National Human Genome
Research Institute

genome.gov/sequencingcosts
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dDaKkTopbl 3aboneBaHUMN

Deciphering Complex Disease

A systems biology approach using the SOLID™ System /“‘
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JNIeKTPOHHAA KapTa nauueHTa

e EQnHoOe MHOpMaAUMOHHOE MNPOCTPAHCTBO

e HensamMeHHOCTb U OOCTOBEPHOCTL 3arnuncewu
Ha MNPOTAXEeHUU BCEero nepuoga xpaHeHud

e PernameHTauna npas goctyna WU
KOH(PMAEHUNANbHOCTb

e [lepcoHPULMPYEMOCTb — BO3MOXXHOCTb
onpenenuTb aBTopa M NPOUCXOXOeHune
3anmcu B Nobon MOMEHT BpEMEHMU



JNIeKTPOHHaA KapTa nauueHTa




Blockchain

e Co3gaerca nepBUYHbIN OfIOK, B HEM
OTCYTCTBYET 3annucb O npedbiayuwem bnoke

e Kaxxabi nocnegytowmm OnokK coaepXut
MHoOpMaLUMID O «poauTene», Buae
TpaH3akuun, cobCTBEHHOM 3aronoBKe,
NCMNOSIb3YyEMOM MNpPU reHepaunum ovYepeaHoro
bnoka

e [lonb3oBatenn cuctemMbl BUOAT BCe
KOonn4yecTBO OnokoB, HO obragatoT
OOCTYNOM JNLWb K CBOUM



Blockchain

e JlloOble M3mMeHeHus 6e3 noaTBepPXOeHUs
Kpuntorpadonuvyeckumm Knrovdamu
OTKMNOHAKTCA — MNPoBepKa NOASIMHHOCTU
NTMYHOCTH

e [lepegaya 3aKpbITOro Knro4da
NpeaocTaBndeT MosfiHblIM AOCTYyN K OfioKy
— BHECEHMe BpayYoM U3MEHEHUN B
ncrtopmsi 6ornesHu



3D undcdpoBOon NaUUEHT

e [pexmepHaa umdpoBad mMeguumHa

e [lonHaa 3D-mopenb opraHoB WY
CUCTEM YerioBeka B HOpPMe WU
naTonoruu

e [lapameTpunsoBaHHaa, MakCMMarbHO
nogpobHas, BNfoTb OO TKAHEBOMo W
KNETOYHOro YpPOBHEW



3D undcdpoBOon NaUUEHT

e [pexXxMepHoOe MoAennpoBaHUE
aHaTOMMYECKNUX CTPYKTYP, dPyHKUUNK
OpraHoB U TKaHeW 4ernoBeKka no
OAHHbIM MeOULIMHCKUX Mn300paxeHuu,

doyHKUMOHaNbHbIX U NabopaTopHbIX
nccrnegoBaHUM



3D undcdpoBOon NaUUEHT

e PekoHCTpyKUMA TOYHOWU
nHOnBMAOyanbHON reoOMeTpPpUYeCcKomn
MOAOENMn nauueHTa No ero
TOMOrpaMmmam B peanbHOM BpeMEHN

e [leTanbHble 3D-moOenn KOHKPETHOIo
naunveHtTa B OMHaAMUKe TeYyeHus
bone3Hn n nevyeHus



3D undpoBON NaLUEHT

JABONOUMA MEAULUMHCKUX U300paKeHun
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3D undcdpoBOon NaUUEHT

AHaTomMunsa cocynoB




3D umcpoBON NaLMeHT

MUccnepnoBaHue NOTOKOB KPOBU B cocyaax U aHeBpU3mMax
ronfoBHoro mosra

CkopocTb Mynbcupytowmid noTok

(wcek) KPOBM,
Y3 ponnnep




3D undcdpoBOon NaUUEHT

UccnepoBaHue pa6oTel cepaua
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HanpaaneHMﬂ NOTOKOB KPOBH
B HOpMeé U MNpPU NaTonornu




3D undcdpoBOon NaUUEHT

MnaHupoBaHue onepauuun nNo nepecagke pparMeHTOB NEYEHU

MNMpodeccop Kamanos KO.P. PHUX PAMH




[lepcoHanbHaad reHoMuKa




GWAS

Genome-Wide Assoclation Studies
[TonHOreHOMHbLIM aHanu3 accouuauuu

GDAs

Gene-Disease Assoclations
Accouuauum reH — 6onesHb

VDAS

Variant-Disease Assoclations
Accouunauun BapuaHTbl (SNP) — 6bonesHb



ba3za gaHHbIXx GWAS

Home About  Search Browser  API Downloads Cytoscape RDF disgenet2r Help

2010 — ........

DisGeNET is a discovery platform containing one of the largest publicly available collections of genes and
variants associated to human diseases (Pifiero ef a/, 2019; Pinero ef a/, 2016; Pifiero ef a/, 2015).
DisGeNET integrates data from expert curated repositories, GWAS catalogues, animal models and the
scientific literature. DisGeNET data are homogeneously annotated with controlled vocabularies and
community-driven ontologies. Additionally, several original metrics are provided to assist the prioritization of
genotype—phenotype relationships.

The current version of DisGeNET (v6.0) contains 628,685 gene-disease associations (GDAs), between

Tweets vy @isceneT ()

DisGeNET

" (@DisGeNET

[m] »

Supervised-learmning is an
accurate method for
network-based gene
classification
academic.oup.com/bioinformati
Lo

http://www.disgenet.org/

The information in DisGeNET can be accessed in several ways:
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e 628,685 GDAs mexay 17,549 reHamn mn 24,166 3aboneBaHMUsAMU

N OTKIMOHEeHUsAMHU

e 210,498 VDAs mexpy 117,337 SNPs n 10,358 3aboneBaHusiMu "

¢eHOTUNAMMU




[lporHo3 3Q0poBbA 4YenoBeka




Bunabl reHomMmH

Ooro aHa

JiIN3a

AHanwus
oTAENbHbBIX FreHOB

o B

8-20reHoB

Llenesoii B51BOpPOYHLIA aHanMs reHos
OBbIYHO MpMEHAETCA A NOATBEPXASHA
WM MCKIFOUEHUA KOHKDETHOTO
2aboneeaHiiA. Mo3e0nseT Bpady
COCPeAOTOUNTS BHIMaHWE Ha KOHKPETHbIX
reHayx, HaauuMe MyTalWK B KoTOPbIX
Hanbonee BEpOATHO.

PacwunpeHHble
MaHesn reHos

CTTACGGC
TCGCGAT)
GTACAGC

80 - 700 reHoB

AHan13 reHoB B rpynne Noxoxx
2aboneeaHiii. Yalle 8cero NpuMeHseTCA
ANA YTOUHEHMS SMETHO28 HaCNeACTBEHHOMO
2aboneeanmna e rpynne BonezHeli co
CXOXel CHMMTOMATHKOMN.

OCHOBHEIE NaHenu:

HacnencteesHsle 2aboNeEaHNE HEDBHOI
CHCTEMBI,

macneACTBeHHan snknencHs;

HacneacteeHHble 6onesHn obMeHa
BELLECTE;

FepBEHO-MbllEeYHbIE 3abaneeaHuA;

3abonesaHna COBANHNTENLHOM TKaHM,

HacnencTeesHsIi Pak;

MuyToxoHapuansHsie 23abonesaHns;
» A-CUEMNeHHEA YMCTBEHHE R
OTCTANOCTs;

HacneacteeHHsle 3ab0NSBaHNA cepaua.

HHdJUpMaLIMH 0 AHATHOCTUYECENX BOSMOXHOCTAX
FeHHEX NaHensi NPencTaenaHa B OTOeNbHEIX 6¥'KHETE)(

KnnHunyeckmnm
3K30M

2

Bonee 5,000 reHoB

AHann3 MakciManbHOro Yicia reHos, AnA
KOTOPLIX 4OCTOB2PHC YCTaHOBNEHa CBA3E C
KNWHWMYECKUM NPORBASHMEN 3aDoNesaHns
::'QHI:.I, MMeROLLIMe A0OKa3aHHOoe KANHMYeCkoe
3HaYEHKe). _,eﬂeccc’opach MPUMEHATL B
cnydae, Korga spaq npegnonaraet
AMarHoCTMPOBaTh HaCneACTBEHHOe
aaboneeaHNe, XOpPOoLWo M3y4YeHHCE B
MEAMUVHCKON NPakTrKe.

MonHBIM
3K30M

A\

P

Bonee 20,000 reHoB

CekseHMpPOBaHME BCEX M3BECTHBIX
KOAWMPYHOLLMY MOCNEeA0BaTENEHOCTEN
reHoma (Bcelt «pabouei» YacTi reHoma).
MpUMEHASTCA ANA KOMMSKCHOMO aHani3a
aHoManii JHK, AnarHocTHKA ChoxHbIx
KAWHMYECKIK CNYYSEE HECSACTEEHHbIX
2ab0NeBaHMIA, MCCN2A0BaTENLCKIMY LIENSi.

p TMNepedHy amarHocTUpyeMbix 3a00NeEaHU M OOCTYNHBIX ONA aHannaa reHoe
Bbl HalAeTe Ha Hallem calnTe genoanalytica.ru

P TepmuHbl

CekeeHupopanune JJHK — maToq onpefsneHua HyKNeoTHOHOW NOCNef0BaTeNsHOCTH
monekynel AHK. NMozsonaet oBHapy*MTe MyTauKuK U NoNMMopduamMel NioBoro MaclTa-
63— OT KPYMHbIX XPOMOCOMHBIX NepecTPOSK A0 OOHOHYKNSOTUIHBIX 23MEH.

IK30M — COBOKYNMHOCTb BCEX MEHOB, dyHKLMOHANBHO-2HAUMMAR YaCTs reHoMa,
COCTABNAKLLEA 0kono 1% oT ero ofwero o6bema. Yale Bcero HacN8ACTBEHHLIS
3a60MN8BAHNA BLIZBAHLI MYTALMAMMW HENOCPEACTBEHHO B MeHax.

leHoM — BCA HacnencTEEHHARA HHCbOpMaLI,HF!I He TONbKO reHbl, HO WM NPOCTPEHCTEO
MeXOY HUMK. WHoroa npHU-uHa BGonesHn MoxeT BbiTb oﬁHapy)KeHa TONbKO Tam; Takne
chny4ae NpeAcTaBNAKNT YKe He TONbKO MEQWLMHCKUA, HO 1 HEW‘-!Hb\H WHTepsecC.




Tunbl reHOMHbIX UCCcleaoOBaHUW

MoOHOreHHble onvreHHele
3aboneBaHuA AnTeka 3aboneBaHuA
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[TaHenNu reHoB

Cexsenunposanue [JHK gna kAMHWYecKon AMarHoCTMKK
HACNE[ICTBEHHBIX 3a00neBaHNin

[MaHens reHos

HacnencTBeHHbIN pak

Wccnepyet BuiaBnAeT

175 160

reHoB 3aboneBaHui

P CrMcox reHos 1 nepededs 3abonssannii
Bbl HallaeTe Ha Hallem calite genoanalytica.ru

OnucaHue DaKThl:
JuarHocTika ¢ MCnonb3osaHuem NaHeni MoxeT ® Pak ABNAETCA Z-0/ N0 YacToTe NPUYUHORA CMepTH
5bl_b pekoMEHAOBaHa NalMeHTaM C NoOA0SDEHNEM B paBBHTb\X CTDaHa}(.

Ha HacneacTeeHHoe 3abonesanne,
aCCOLMMPOBEHHOE € BRICOKMM PUCKOM Da3BMTIA
paka, a TaKkke NaLyeHTaM ¢ NoAC3PEHMEM Ha
HacneACTBEHHBI OnyxoneBblil CMHAPOM KM
HacneACTEEHHbINA pak 8 ceMbe. MccnefoBaHte
NO3BOAAET NOATEEPAMTE AW MCKAKOUWTE ANarHos
HacneACTBEHHOI HOPMbI OKHONOTUUECKOMD
3abonegaHMA.

CornacHo cTatucTuke, 5-10% Boex cryvaes paka
HOCAT HacneACTBEHHEI XapakTep u
0BYCNOBAEHE! HAMMUMEM NATOTEHHBIX MYTALMA B
reHax, 0TBEYAIOLLMK 33 PA3BUTHE OMyXOMM.
HacneacTEeHHLIE OMYXQNEBLIE CUHAPOMEI
3CCOLMMPOBAHEI ¢ NOBLILLEHHLIM DUCKOM
DA3BUTVA PaKa Y NAUMBHTA; BO MHOTVX CAYYaAX
ONyXQNW pa3BuBalaTca B Gonee paHHem Bo3pacTe
110 CPABHEHWIO © KOHTRONBHOA NOMy AALVeR;

BO3MOXHOCTK MCCNef0BaHWA:

+ BLIAS/IEHIE BO3MOXHOIO TEHETHUECKOTD AeerTa TakKe HepefIky cnyyaun oBpasoBaHng
KK MPUUMHE PE38HTUA OHKOIOTMUECKOTO HECKOMLKMX NEPEMYHLIX ONYXOned y 0fHoro
sabonesanns; nauveHTa.

- I'porHoslmosaHme X043 pasBnTHA 3abonesaHns;

- Boibop Hanbonee addexTisHoro MeTosa
TapreTHol Tepanii, HaleNeHHoI Ha KOHKPETHbIN
BIJ, OMYXOAM.

Cexsennposadue [JHK anA KNMHWYECKOW OMArHOCTHHK
HacneAcTBEHHLIX 3ab0neBaHum

[MaHenb reHoB

HacnencTteeHHsbIe
3aboneBaHunA cepaua

b
WUccnenyer Buiaenaer
reHoB 3abonesanuin
b CNMCOK reHos M Nepedsrs 33500883HM1IA
Bkl Hal1eTe Ha Halew calfte gencanalytica.ru

OnucaHue DaKThI:

E pamkax NaHenw NposoiMTCA aHANN3 FEeHOE, * aBecTHo, YTo MHOMME KApAMONOMMYECKHME
CBA3AHHBIX C HapyWweHKeM paboTe! cepalla; nocne- 3860NEBAHAA BLI3BEEHBI MEHETHYECKMA

NOE3HWE NO2BOAAST NOATESDAMTS ANE0 MCKAKWITS
LWETHOS reHaTUUECKM JETE0MEHNDOEEHHOTD
3a00/8BaRMA CepaUa.

NPHHUHAMK; 3a00neeaHuA He BCErga
ABMAKTCA BPCHAEHHBIMKA W MOTYT
NPOABWTECA BNEPBLIE BO B3POCNOM

BoamomHocTr WMconefoBaHUA: BO3pACTE.

. @HHE,"II’BEILI.HF JANArHOCTHUYSCKOMD NoOMCKa,
* CuHopom Bpyrana, no MHEHWIO MHOMMX

CNEUMaNnCTOR, ABNAETEA “OTBETCTEEHHEIM”
3a Gonee dem 50% BHE3ANHBIK
HEKOPOHAPOrEHHLIX CMEPTEA B MONOLOM

Onpefenedye prcka NPoRBNEHKA BO3pacTe.

HacneCTBEHHOMD 3a00onesaHnA y Bynywvx asTeil

'i-!EOT'bG‘.‘;"GMEF HacTe MAaHUMDOBaHWA

CepemerHocTI).

* Mpor4ozrposaKie X042 pa3snTiA 3a00NeBaHms,
selb0p Hanbonee sGHETBHON Tepanui;
* OleHka pWUcKa BHE3anHoM cMepTy;




[TaHenNu reHoB

Cexsenupobanme [IHK nna HAMHWYECHOM IWArHOCTUHK
HacneacTBeHHLIX 3abonesaHni

[MaHenb reHos

HacneaocrtBeHHas
anunnencuA

WMccnenyet Buiaenaet

500 640

FEHOB 3abonesanHuin

b Crncok reHoB W Nepeders 3abonesaqni
2kl HaAJeTe Ha Halwew calfite genoanalytica.ru

OnucaHue DaKTHl:
3NKUNSncMA MOoXeT ObT: BeIZBaHA ArpoOMHBIM
YMCNOM NMDHYKH, Banee NoNoBUHEI KOTODBIX MMEHT
MEHEeTHYeCKy > NPpUDOaY. MCCﬂeﬂOEIBHHe no380NReET
noaTEepiMTe MAKM MCKAROWKTE JWMarHO3
HEIC}'IeﬂCI'BeHHOﬁ 3INUAENCHM.

o Bonee B5% CTy4aee 2a6anapaHua BLIaEaHL!
TEHETMHE CKVMA NPH-MHAMI;

¢ bones 40% NauMeHTOR HE 2HAKT 0 NPMYMHAK
cBoero 3aboneeannal

* B HacToAwlee Bpema uagecTHo Gonee 500 reHoe,
MYTaLMK B KOTOPLIX CNOCOBHEI CTATE NPHIMHORA
PA3EMTHA 3nKnenchm,

BoamoxHOCTK MCcCnegoBaHnA:
* ¥CTaHOBNEHWE TOMHOMD JMArHo3a;

. HDOI'HCBHDOEBHHE ¥oJa pa3antrAa aaﬁoneaaHHH,

- * JNUNencwA, BeI3BaHHaR MyTaLWeit reHa, MoXeT
8s180p Hanbones 3hEexTHEHCH Tepanip, MyTall

NepefaBaTecA N0 HacnencTey. PouTani MaryT

* Onpegenexue pucka NpoREneHnA BLITh HOCHTENAMM NATOMEHHOM MYTALMK;

HacnefcTeeHHoro 3abonesanna y BymyLMx JeTei
(HeoTbeMNeMaR YacTs NAaHHMPOBaHKA
BEDEMEHHOCTH).

* B GanbLUMHCTES Cy4EeB MyTaLMK BOZHUKAKT
BHOBE (de novo) Ha panHuy aTanax
BHYTPUYTPOGHOTD PA3BMTHA pebenka.

CeusenmpoBanme [IHK ana HAWHWUYECHOA OUArHOCTUHK
HACNEOCTEEHHLIX 3abonesaHui

Onucanue

B pamKay NaHend NPOsoIMTCR 3HAAN2 rexos,
CER3EHHEN C HapyWeHMaM MeTatcanams;
WCCNSA0B3HIE NO3BONRET NOATESDAWTE AMBO0
WCKAKOUMTE IMErHO2 NaTtonoruii obmena
EELIECTE.

MaHenb aHaAM3MpyeT redbl, MyTalMK B
KOTOD=IX MOMYT NOWMEOAMTE K HADYLWERMAN
paboTel GEpMEHTOR W, KaK CNefcTEWe, K COORAM
B PENIATOPHLIX NDOLECCaX, HAKONNEHWO
cyOCTDATOR M NPOKU2BOAHEIX GUCKMMINYECKX
peaxymit, cBNaAZ0UMY TOKCUUECKIM
LENCTBAEM.

B GOMEWWHCTES CNYYEEE HACNENCTEEHHEIS
HapyWeHR O6MeHa BELISCTE NPORSNRKITCA B
nepekie ®e Oru K3k, OHa%0 B HexoTopsx
CYYERK CHW MOTYT OCTABATHCA
HEDACMOZHAHHEIMK y HOZODOXKASHHEIX, 1
LMATHOS MOKET BbITs MOCTAEASH AWWE Uepes
HECKCASKD MECALISE M NEKE NET.

Mccnepyer

MaHene reHos

HacnegcrtBeHHbIe 601e3HU
obMeHa BellecTB

Buisenaer

660 880

reHoB 3abonesainn

p  Cnucok reHoe 1 nepedeHs 3abonesaquil

Bbl HAMETe Ha Halem cakme genoanalytica.ru

BoamokHOCTM MCCNef0BaHMA:
. mMHaJ’IHBaLLM A JWMarHoCTMYECKOro NoONCKa;

* [DOTrHOZMPOBAKKME X013 DAZEUTHA
3abonseaquA, BeIbop Hanbonee
3drbEKTHBHOR Tepanui:

- CobaogeHmne cnelMdueckor QMeTs;
- 3aMellEHME HeQoCTaOLLMY DEpMEHTOR;

-B BEASHME OTCYTITEYHOLUMY MODMOHANEHEIX
KOMNOHEHTOE;

- Mepecagka BHYTPERHWE OPraHos,;

- McknrodeHie BAMAHWA HeBaarononyyHblx
$aAKTOPOE BHEWHER COEMkL

Monyuskue MHPopMaLMK © resoTune
MaLMEHTa N DOAWTENER, UTo oroberHo
BEXHO ANA ONpEJSNeHWA Thna
HECNEACBARWA (MN3HMDOEaHNS
BEDEMEHHOCTH) 1 BOIMOKHOR
MpEeHaTansHOR AMarHOCTHIKM.




[TaHenNu reHoB

Onucanue

B pameax JaHHCH NaHenn MCCNenyioTCR ANSpHEIE TeHk),
BAMASLLIME Ha RaBoTy MUTOXCHADMIA W MpUBCAALLME K
DA3NMUHEIM 230018BaRMAM TONOBHCMC MCETa, CKeNeTHO
MYEKYNATYDEl, CEQALUS, MEUSHI, NOUSK, 3HACKDUHHOH 1

AblXaTeNsEHO! i cvcTeM.

[

L

spans
Hiarabess sz
agem

CeusenvpoBanue [OHK ona HAMHUYECHOM OQWUArHOCTUHK
HACNEeOCTBEHHLIX 3afoneBadun

MaHenb reHos

Wccnepyer BruisBnaer

320 360

reHoB 3afionesanui

b CRKcok redos K nepedsers 3abonesaHui
Bkl HAMETe Ha Halew caliite genoanalytica.ru

DaKTbl:

B pafioTe MWTOXOHAPWA yHacTEYET
okano 3,000 rexos. HecuoTps Ha
HaN4He coBCTBEHHOM
MUTOXOHPHANLHOrO FEHH oM
annapara, GonbLUMHCTED FEHOB,
OTBATCTEAHHLLC 33 diyHKLMOHAN
MUTOXOHARKA, PacnanarakTca B
KNETOYHOM AZpE.

B MMTCXOHAPMAX NPOHCKDAMT CHHTEA
95% KNETOMHOR 3Heprit (B B
Monekyn ATW), uayiwen Ha
NOJSPAHEHWE KM3HM M poCTa
OpraHnama. HeyMeNTENLH, 4To
MYTALMH B MATOXOHAPHANLHEIX MeHax
BNIEKYT 33 COBOA TAKANLIE NATONOMHM,
33TparnBakoLLMe NPaKTHYECKM BCe
OCHOBHLIZ CHCTEMGI OPraHuama.

Cexsenmposadue [JHK anA HAMHKMYECHOW OMarHOCTUHK
HACNeOCTEEHHLIX 3abonesaHum

[aHenb reHos

HacnencrteeHHble 3aboneBaHunA
HEPBHOMN CUCTEMBbI

Mcecnepyer BuiaBnAeT

600 500

reEHOB 3abonesaHui

»  CNMcok reHoB 1 nepeqers 3a00nesaHMA
Bkl HAMAETe Ha Halwewm cafite genoanalytica.ru

OnucaHue MaKThI:
B pamkax Nadeny NpoOBCAMTCA aHaNn3 reHoE,
CBA3AHHLIX C HapyLWeHWen paboThl HEpBHOM
CHUCTEMEI; MCCNe]0BaHKME NO3IBONAET NOATEEDAWTE
MMBO WMCKENHOYUTE ANarHos F87DCﬂe'EHEDBTMB-|CFO
3aBoneBaHMA. Y¥uKTeiEaA CNOMHYHD B23HMMOCERSE
FEHeTUUECKIY ¥ DeHOTUMMUYeCckyy GaKTODOE NpK
AMarHocTHKe nartonorvim Hean—oﬁ CHCTEMEI, W,
3a4acTyHo, NoAUreHHLIN XapakTep I—aCJ'Ie,ELCTBeI——!CI:"i
COCTaEIIHI'GLL‘eL?I,. npyuMeHeHe Nadeny reHoe ANA
JANSrHOCTHEM HSﬁpDﬂel’el—EpaTdEHbl.‘( 32B80neB3HMA
okazkieaeTcA Donee ONpaEAaHHBIM, YEM
MCcnejosaHre e JMHMYHEIX reHoB.

* HaifpofjerenepaTieHsie 3a60Nesanmua

0By CNOBNEHSI NOCTENEHHOA MBENEH HePEHBIX
KINETOK, XaPaKTepuayI0TCA NPOMPecCHpY IoLLHM
HEEPONOTMYBCKMM A8 UUMTOM. [PHBOAAT K
KOTHWTHBHLIM W MCMXOIMOLIMOHAHIM
HapyLUBHWAN, JechNLMTY ABUraTensHO R
YHKLMM, APYTHM HapyLLUEHUANM
PazHOOGPA3HLE CHCTEM OpraHnama.
HawBonee pacnpocTpaHeHHoa U TAxanos
3ab0neeanne — Boneaks Anslreimepa, ot
KOTOPOR CTPAAaeT OKano NON0BWHL! NASH B
BoapacTe craple 85 net. B Poccim
HACHMTLIBAETCA OKOND 2 MIH. GONkHb, B
L|gnom N MApPY — CBLILE 40 MIH.

B paHHeM BO3pacTe YacToTa NpORENEHNA
HEFpOraHe paTMEHLIX 236aneaaHii 1:1500.

BosmomkHocTH nccnefoBaHuA.
. @MHBHVBBLI'MF JWErHOCTHMYECKOINO NOKNCKS;

* Mpor4oaMpoBaHie X012 DasEUTUA 2aD0NeBaHIE,
seibop Hanbonee shhexTMEHOM Tepanin;

* Onpejene-1e prcka NPORENEHHA
HECNSACTEEHHCMO 3300088aHMA Y DyayLLWY 18Tl
(HECTBEMASMAR 4aCTs NNEHUDOBAHMA
CepemarHocTH).




KnMHnyecKkue naHenuv reHosB

Yumucno Yuncno
reHoB | 3aboneBaHuu

Pak 175 160
3abonieBaHnsa cepaua 200 50
2nunerncus 500 640
BonesHn obMeHa BewectB 660 880
MuToXoHApPUanbHbIE 320 360
3aboneBaHus

3abosieBaHus 600 500

HEPBHOW CUCTEMBI
Bcero 2455 2590



[Mpumep otyeta no M®d3

OTYeT No PUCKam
MYNbTNGAKTOPHbIX 3a60/1€BaHN

Hanbonbluee onaceHne
BbI3blBalOT 60/1e3HM

HanmMeHbLlee onaceHKe
BbI3bIBaOT H0O/1e3H

CaxapHblil gnabeT 2-ro TMna CucremHad KpacHad BoA4aHKa

Pak npocTarbl LWuzodhpeHna

Pak MONOYHOA Xenesbl [nayKkoma
AHKWNO3WMPYHOLWWA CNOHANI0aPTPUT Llennakna

Actma bazenoBa 601e3Hb

B uccneoBaHuy «» NpUHATHI Clegytoline GopmynvpoBku
pe3ynbLTAaTOB aHaNu3a noavMopGuU3MoE, CBA3aHHbIX C MyTbTUHAKTOPHbLIMI 33601EBaHUAMM:

{%} «BCe xopoLUo» - puck 3a601eBaHNA 3Ha4YNTENbLHO HYDKE NONYNALUMOHHOIO
v  «Bce xopollo» - puck 3a60N1eBaHus HUXXe NonynsauyvoHHOTO
«Hopma» - puck 3a6onesaHnsa B HopMe
! «OnacHo» - puck 3a60/1eBaHWA BhiLLIE NONYNALMOHHOTO

. «0OnacHos - PUCK 3aboneBaHUA 3HAYUNTENBLHO Bbille nonynaunoHHOTO




[Mpumep otyeta no M®d3

BonesaHwm XKT

bonesHwn HEPEHDI:'I CNCTEMBI, OPraHoOB YYBLTBE,

nonxnyveckme paccTpo NCcTBa

. EWnonapHoe paccTporcTBED

BOKOBOW aMUOTROGHUYECKMA CRNEROS

Eoneads Ansurefimepa

BonesHb [lapEMHCOHA
denpeccua

KnacTepHbie MON0BHBIE GO

PacceaHHbIN CKknepos

CuHapom BecnokoHbIX HOT

00000 0®O

i HWH

bonesHW mModeBbligeNNTeNbHOW CUCTEMBI

- Aunabetuyeckan Hedponatma

¥ [loyeyHan HeOCTATOYHOCTL

BonesHn obMeHa BewlecTs, SHAOKPWHHAaA
CCTema, MMMYHHaA CMCTeMa

ACTMa

ATONKUYECKIAR AeDMATA]

EBazenosa GoneiHk

OxupeHne
CaxapHblid gwabeT 1-ro tvna

CaxapHblid gMabeT 2-To TMNA

000040 DO

LACTEMHAA KpaCHaA BONYaHES




[Mpumep otyeta no M®d3

bonesHw onopHo-ABUraTenLHoOro annapara BonesHwn cucTemel Hpoacoﬁpamewm. cepAedyHo-
COCYANCTON CUCTEMBI

- ]

v 1 I
W Ka|

Y HI

v

L

3aBUCUMOCTU 3peHue

iy [naykoma

KoxHble 3aboneBaHKnA CtomaTonoruyeckne sabonesaHus




[Mpumep otyeta no M®d3

T

OHKko3aboneBaHWA




[InaHnpoBaHue ceMbM




OT4yeT MO MOHOreHHbIM 3aboneBaHUAM

— MyTauuii He obHapyxeHo
— oBHapyxeHa MyTaLlus B reTepo3nroTHOM COCTOAHMM

. «HocuTenb MyTaLui» — 06Ha pyxXeHa MyTauld B TOMO3NTOTHOM COCTOAHWUW

AyTOCOMHO-peLI,eCCI/IBHbIe 3aboneBaHns AyTOCOMHO-ﬂ,OMI/IHaHTHbIe 3aboneBaHKs




[lpeHaTanbHaA AMarHOCTUKA
' 4 NOT-Tect

\ OunarHocTnka aHeynnouwaumn
No XpoMOCOMaM:

21 — cuHppom [layHa
18 — cuHapom daBapaca
13 — cuHapowm llatay

X — CUHApOM
LLlepewieBCKOro-
TepHepa

Y — cuHpOpom
KnanHdenbstepa

| 4



PapmMaKoreHoMuKa




[lpumep otyeTa no dpapmakoreHOMUKe

BOCNpUUMYMBOCTb K pa3/IMYHbIM TNaM npenapaTtoB

AMWHOTNKO3WHbIE aHTUOWOTUKK MeToTpekcar

bUCOoCOoHaThI MeTdopmMuH

bheomMumnH OnaHzanunH

bynponwvoH OmMenpason

BapgapuH Pamunpu

femMuUnTabuH PucnepuaoH

reduHUTNG PoCcyMrnurasoH

WHIMBUTOPLI aueTUNXONWH3CTepashl CTaTWHbI (MWONAaTWA)

WHTepdepoH-anbda CTatuHbl (NpodwnakInka nHbapkKra Muokapaa)

Knozanux CYKUMHWIXONWH

Knonwaorpen TamokcngeH

KodenH LiuTanonpam, NapoKceTMH, aMUTPUNTAAKH

MeTaaon 3CTporeHcojepxallue npenapatbl (PUCK
BEHO3HOro Tpomb03a)




BapdapuH

AHTUKOA r'yniaHT, H FVIGVITOp AnoKkCnapenyKtadbl

rs1799853 (CYP2C9*2) |rs1057910 (CYP2C9*3) VKORC1 — CYP2C9
1%/1% |GG AA TURE |1R2% |1%/3% | 2%/2% | 2%/3% | 3%/3*
GG 5-7wmr|5-7wvr|3-4wmr |3-4dwmr |[3-4wmr |0,5-2 mr
1%/2*% | AG AA
AG 5-7wmr|{3-4vmr|{3-4wmr |3-4mr |[0,5-2 mr|0,5-2 mr
1%/3%1GG AC AA 3-4 mr|3-4 mr|0,5-2 mr|0,5-2 mr|0,5-2 mr|0,5-2 mr
227 |AA AA 3aBUCUMOCTb ,quBHOVI AO3NPOBKMA
P laZal AC BapcapuHa oT annenbHbIX
AG CC BapuaHtoB reHoB VKORC1 n CYP2C9
3*/3% [AA, GG CC

AnnenbHble BapuaHtbl reHa CYP2C9

VKORC1

CYP2C9

CYP2C9

rs99232351

rs1799853

rs1057910

GG

GG

AC

20203262

23990957

19031075
LAY, v

CtapTtoBaa po3upoBkKka BapdapuHa 3-4 mr




LlutTanonpam

AHTUOEenpeccaHT, MHFIMOUTOpP OOpaTHOro 3axBaTa CEpPOTOHMUHA

ABCB1 rs223506/ GG
ABCB1 rs10248420 AA
ABCB1 rs4148/39 AA
ABCB1 rs4148740 AA
ABCB1 rs10897346 GG
ABCB1 rs12720067 GG
ABCB1 rs2032583 AA
ABCB1 rs/ 787082 GG
ABCB1 rs11983225 AA
GRIK4 rs1954/87 AA
ABCB1 rs2235040 GG

Huskaa adhpekTMBHOCTL U HU3KME MOOOYHbLIe 3P deKTbl
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