eHeTukKa u reHeTn4dyeckKkue
nccnegoBaHuUA Ha Ypane

HOepsaouna C.C.
ExkaTtepuHOypr 2019



JlTabopaTopHasa AuarHoCTUKa BYepa

[o cepeanHbl XX Beka nabopaTtopHasi AnarHOCTMKa octaBanach
BComMoraTernbHOW napaknmHu4yeckon gucumnninHom

-OrpaHn4yeHHast HOMeHKaTypa AnarHoCTUYECKUX nokasaTtenemn
-HecoBepLueHcTBO MeToa0B NTabopaTopHbIX UCCIeAoBaHNA
-Cnabble aHaNUTUYeCKUE XapaKTEPUCTUKN Pe3ynbTaToB U3MEPEHUN



JTabopaTopHasa gnarHocTuka

S -

gameas.kg

D,I/IaFHOCTVIKa cTpounnacb Ha KIMMHN4YECKNX CUMINTOMAX U pedyribraTtax

MHCTPYMEHTarbHbIX METOA0B — peHTreH, OKI, 33, Y3 u ap., 4TO NO3BOSISANO
BUOETb NMNLLIb «HAABOAHYIO YacTb ancbepra» 3aboneBaHns

* B knnHn4yeckon meamumHe rocnoacteoBarna Ho30Mormsa — Hayka o 60s1e3Hu



JlTabopaTopHasa AnarHoCTUKa cerogHs

HoBble aHanMTn4yeckmne TeEXHOOrnm KapAnHalJibHO paCLUUpUIim
BO3MOXHOCTWU

COBPEMEHHOMN KNUHUYECKOW NTabopaTopHOU ANArHOCTUKN

‘AHanuTnyeckme npubopsbl —
bonee TbicA4YM HaMMeEHOBaHNU

‘CneunanmnamnpoBaHHble Habopsl
peareHToB — OECATKM ThbiCAY
HanMeHOoBaHUN

‘PacxogHble maTepuanbl —
TbICA4YXN HAMEHOBaHUN

‘BcnomorarenbHoe
obopyaoBaHNE OKOSIO ThICAYN
HanMeHOoBaHUN




JlTabopaTopHana guarHocTukKa cerogHs

*reHOMMKa *nNpoTeomMumnKa *TpaHCKpUNTOMmMKa
*MeTabonomumka

CoBpemeHHble meToab! KI1,
caenanun BO3MOXHbIM N3y4YeHne
«MoABOAHOM YacTn ancbepra»

COBpeMeHHaFl KIMMHN4eCKada meamnunHa nocterneHHo
nepexoanTt oT ANarHOCTUKHU bonesHun K KOMMNJIEKCHOMY
dHalin3dy COCTOAHNA OpraHnM3Ma naumeHTa



3aBTpallHAA meavumnHa 411

* [lpeackasaTenbHOCTb
* [lpeBEeHTUBHOCTb
* [lepcoHann3npoBaHHOeE fnne4yeHue

* [lapTncnnaTtnBHOCTL (BOBNEYEHHOCTb
nauueHTa)



MlepcoHanu3npoBaHHaA MeguLMHa

NMEPCOHAJIMSUPOBAHHAA MEOULUMUHA - 310
“cnonb3oBaHne MHANBUAYyanbHbIX bBoMapKkepos, Npexae
BCEro, reHETUYECKNX XapaKTepUCTUK AN onTuMmn3aunm
ANArHOCTUKM N neveHmns 60ornbHOoro

YnpaBneHue no caHMTapHOMY Haa30py 3a
Ka4eCTBOM MULLIEBbIX NPOAYKTOB U MeaukameHTos, CLUA

Food and Drug Administration, FDA

NMEPCOHAJIM3ANPOBAHHAA MEOAUUWUHA - a10
MCKYCCTBO Nnogobparb «npaBuiibHOE NevYeHne npaBuiibHOMY

nauneHTy» (“Right drug to a right patient”)
Mayo Clinics



OcobeHHOCTH coBpeMEeHHOro atana
pa3BUTUA MeOULNHbDI

* PocT TexHn4YecKon OCHaLWEeHHOCTH
nadoparopnn MeAULMHCKUX YYpeXxaeHnn

* CHuXeHMe CTOMMOCTU MOSEKYNApPHO-
reHeTU4YeCKMX nccrnegoBaHumn Ans
noaTBepXXaatoLen AMarHoCTUKU

« JlabopaTopus CTAaHOBUTCS NOJSIHOMNPABHbLIM
3NeMeHTOM ooLwen meanuMHCKON CUCTeMbl

* AKTUBHOE BHeApeHue AOCTMXKEeHUN reHeTUKU B
npakTuyeckoe sapaBooxpaHeHue. Mnrockl n
MWHYCbI



AKTyanbHOCTb Npoonembl

OOwee konuyecTBO (popM HacneaCTBEHHON
natonoruu okono 7 000

Nonsa HacnegcTBeHHbIX 3a0oneBaHNn B
oOLueUn CTPYKType naTonornm
HOBOPOXAOEHHbIX — He meHee 6%

B PO exxerogHo poxpaaetcs okono 80 Tbic.
AeTen c HacneacTBeHHOM NaTonormen

Bbicokun yaenbHbiv Bec H3 B CTpyKType
AEeTCKOU MHBaNIMAHOCTU U CMEPTHOCTH

Bborne3Hun HepBHOU CUCTEMBbI, MICUXNYECKHNEe
pacCcTpoOUCTBA, BpOXAEeHHbIe aHOManuu
pa3BUTUA -

reHeTu4Yeckum Bknag — o 70%!M



[Mpobrnema peakunx 3aboneBaHnn

350 mnH yenoBek (80% - 350 3aboneBaHnm)

Ecnun 61 Bce xxunu B 1 cTpaHe — 310 Ob1N1a 6bI 3-51 NO
YUCJIEHHOCTU HacerieHnsA cTpaHa B Mupe

80% pepknx 3aboneBaHUN — reHeTUYECKUe
50% - petn

30% peteun He AOXNBYT A0 5-ro AHA POXAEHUS
35% cmepTen - B nepBbIN rog XN3HU

95% He umetot HN 1 ogo6peHHoro FDA npenaparta ans
neYyeHwus

50% He nmeroT hoHaa noaadepPKKN NN UccnenoBaHUS
peakoro 3aborneBaHusA

ncToyHuk: www.globalgenes.org



YKA3
TMPE3UJIEHTA POCCUICKO} ®EJEPALIUM

O pasBHTHH reHeTHYECKHX TeXHOJOTHi
B Poccuiickoit Oeaepamm

B uensx KOMIUICKCHOrO peIeHHs 3a1ay YCKOPCHHOrO pa3BHTHS
FEeHeTHYeCKMX TEXHOJOIHH, B TOM HYMC/IC TEXHOJIOIMH ICHETHYECKOIO
penaKkTHpoBaHus, obecneueHus pa3paboTKH OHONOTHYECKHX MPEenapaTos,
JIMarHOCTHYECKHX CHCTEM H MMMYHOOHOJIOTHYECKHX CPEICTB A Chepsl
3/ipaBoOXpaHenHs,  OHOTeXHONOTHH  JUIsl  celnbekoro  XossiicTea
H TPOMBIIUIEHHOCTH, @ TalkoKe COBEpIUEHCTBOBAHMS  Mep 110
TPEIYTNPEXKACHHIO Ype3BbIMaiHEIX CHTyaluii OHOMOrHYECKOro Xapakrepa
¥ OCYIIECTBJICHHIO KOHTPOJIS B 3TOH 061acTH MO C TaH O BII A 0!

1. [Ipasurenscrsy Poccutickoii dexepauun:

a)B 3-mecsuHblii Ccpok paspaborath u yrBepauth DeicpalbHylo
HAYYHO-TCXHWYECKYIO TPOTpaMMy Pa3BHTHSI TE€HETHYECKHX TEXHOIOTHi
Ha 2019 - 2027 roap! (nanee - [Tporpamma);

6) obecrnieuunts 11pyu paspaborke u peaymsanuu [Iporpammer:

B3aMMOJICHCTBHE W KOOpAMHAUMIO aesTensHocTH MuHHMCTEpeTBa
Haykd M Beiciiero obpasosanus Poccuiickoii ®enepauun, Munncrepcrsa
npoMbiliieHHOCTH W ToproBid Poccriickoit ®eepanun, MunncTepcTsa
3apaBooxpanenns Poccuiickoit @exepauuu, MuHHCTEpCTBa CENBCKOIO
xo3sicrea Poceniickoit ®enepanuu, PenepanbHoii cmyxObl no Hamsopy
B chepe 3ammuThl npas norpebureneii W GraromomyuMs uenoBeka,
QenepanbHOro  Meauko-OHosorHyeckoro — aredrcisa,  PeepaibHoU
cnyxObl MO BeTepHHApHOMY H (MTOCAaHHTapHOMY HAn3Opy, OPraHoB
UCIOJIHUTENLHON  BIacTH  cyOwexToB  Poccwmiickoit  Dejepauuy,
¢esiepanbHOTO rocy1apeTBEHHOIO GI0KeTHOrO yupeskaeHns "Poccuiickas
akajgeMusi Hayk", QemepalbHOIO  IoCyAapcTBEHHOro  OIOKETHOTO

i




KNMMHUKO-ANaArHoOCTUYECKUU LEHTP
"OxpaHa 300poBbs MaTepu n pebeHka"

fil

= oTKpbIT B1989 . B cTpykType OOKB N°1
= 1998 ronq MI'L peoprannsosan B COLUINCUP
= 2010 rog nepeMmeHoOBaH B

«KAL «OxpaHa 3gopoBbA maTepun un pedeHka»



*OcHoBHas 3apa4a LleHTpa

OoKa3aHue docmyrnHou, 6ecriniamHodu,
KOHCYy/IbmamueHoO-dua2HoCmu4ecKol MeOUUyUHCKOU
noMouw,u 8 cgpbepe oxpaHbl 300pPO8bLSI Mamepu u
pebeHka epaxdaHamMm Pocculckou ®edepauyuu,
npo)xusarowum 8 Ceepaosioeckou obsracmu

*OCHOBHbI€e HanpaBrieHUA AeATeNbHOCTMU

s[IpeHamasribHbIU CKPUHUH2
sHeoHamasibHbIU CKPUHUH2
sBcrnnomozamersibHbIe peripodyKmueHble mexHosio2uu



SYACIOIA AACIIEAC I BERRDIA
3ABOJIEBAHUN NO PE3YNIbTATAM HC B
CBEPOJIOBCKOW OBJIACTU (2006-2016

rr)

« OKY -1:6 354 (o6iepoccumnckas - 1:7 000)

- B-1:2667 (1:3 689)

« ATC-1:9563(1:10 000),

« MB-1:9362(1:7 000)

* Knaccuyeckas ranakrosemus |l tTuna (0e3 yyerta

BapuaHTa [lyapte) 1:95 108 petein (obwepoccunckme
AaHHble ¢ y4yeToM BapuaHTa flyapTte - 1:20 000)



[ eHeTn4yeckmnn aHanms -

(reHeTn4yeckoe TeCTUpOBaHNE) — pacLUNpoBKa
reHOMHOW MHPopMaLmnKn n ee obasaTerbHas
MHTEepNpeTaLuns Bpa4oM-reHeTUKOM

3auem?
*«M0 MeONLUMNHCKUM NOKa3aHNAM»

*«pafm HTepeca»
?






T’EHOM

* KoMOUMHaUuMa CnoB «reH» N1 «xXpoMocomMa»

* OTO NOSIHbIN HABOP MHCTPYKLUMW O KaXKO0M
KINETKM KaXaoro >XMBOro opraHnama

46 Xpomocom
«~22 000 reHoB
+ 3000 000 000 nap ocHoBaHuu (n.o.)

* MunnuoHsl SNP
* TblCAYM NATOreHHbIX MyTaLnn



YenoBeyeCKU reHOM -
3HUUKNoneaus

bcf’
o °

E 2.8 2 3
'

»
“

CEP 3] .

Taowe )
b o ]

.
=]

:
o
i

i
T

3
-3

Be
B
3w




Xpomocoma — coaepKaHue KHUru, ee
o0BLEM




eleé reH

XPOMOCOMbI
B Agpe T
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[OHK - 6ykBbl, N3 KOTOPbLIX NOCTPOEHLI CII0Ba U

npeanoXxeHus

MyTauuns — Tunorpadguyeckasi oumbka
Bapwvauun - pasnmninga nponsHoLLIeHUN



YenoBseyeckuu reHom aunnouaeH

I'OMOAOrH4HbI€ XpOMOCOMBbI

Mamepunckasn Omuyobcxan

 Annenu (AnnenbHble
reHbl) - pasnuuHble HopMmbl

L OOHOrO M TOrO e reHa,
H‘”“YC< — B PaCnonoXXeHHble B OANHAKOBbIX
y4acTkax (fiokycax)
i e b iercss Db Pt i o ol U FOMOSOrMYECKUX XPOMOCOM.

B.B - auiieavnvie zenv. Ocobo comosuzomua no zeny (B)

*Annenv onpenenstoT BapuaHTbl pa3BUTUA O4HOIO 1 TOro XXe Npu3Haka.
B HopmanbHOW AMNIonaHON KNETKE MOryT NPUCYTCTBOBAaTb He Doriee
OBYX anrernen ogHoro nokyca ogHOBPEMEHHO.

‘B ogHOM rameTe ABa annend HaxoguTbCs He MOryT.



AyTOCOMHO-peuecCcUMBHOE HacnegoBaHue

ChbiH Aous CbiH Hous
{spopos) (HocuTEnb) (HOCMTEND) (bonsHa)

U.S. National Library of Medicine



KapnotunupoBaHue -
LUTOreHeTU4YeCKUn TecTt
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YacToTa aHOManbHbIX Kapnotmnos
B nonynAaumu

e 50% of the first trimester abortuses

(of these 96% are numerical abnormalities)

*1/160 of life birth:

60% numerical

30% balanced structural
10% unbalanced structural



XpOMOCOMHbIe dHOMaAJIMN U UX HAaCTOTAa
cpeaAnn HOBOPOXAOEHHbIX

Down syndrome - trisomy 21 1/800
Edwards syndrome - trisomy 18 1/8140
Patau syndrome - trisomy 13 1/19 000
Klinefelter syndrome - 47,XXY 1/1080

Turner syndrome - monosomy X (45,X) 1/9600

Others- 47, XXX, 47, XYY
1/960-1/1080
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Short stature

Characteristic
facial features

Low hairline
B Fold of skin
Constriction
Shield-shaped of aorta
i Poar breast
Widely spaced — development
nipples
Elbow
Shortened deformity
metacarpal IV .__
Small _ Rudimentary
finger nails —— e
S Gonadal streak
oy (underdeveloped
ol | € gonadal
| ‘ structures)
Brown spots (nevi) ’ w 53 \
. No menstruation




Karyotype from a male with Klinefelter syndrome (47 ,XXY)

Frontal
baldness
absent

Tendency to

Female-type "
pubic hair
pattern

8 7 8

K ) q H } } i : Small
testicular \ )

13 14 1 16 17 18 size Long arms

, and legs
x M) TIRE “s 1
19 20 21 22 X\Y ~




Opyrne XxpoMoCOMHbIEe aHOMaJIUM

*47.XYY:

[NloBepgeH4YecKkne npoodremMbl
BbICOKUM pOCT =

47 XXX, Tpucomus X:

1Q Hnke Ha 10-15 nyHKTOB
BbICOKUU POCT
noBefeH4YeckKkue
npoobnembl
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yacTteun (obmer)
HEroMONOrMYHbIX
XPOMOCOM

Unbalanced
Translocation




NORMAL KARYOGRAM
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ABNORMAL ENCYCLOPEDIA VOLUME (INSIDE)

One book of Volume 7 has an incorrect number of pages.
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CemMeunHbIN crniyvyan
del22qgll.2

HacnenoraHue No MaTepu)
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Dlariassce Type: Refemncehamstes | Expr 136314



CeMeuHbIN cnyYyau
del229gll.2

lacneioBaHue no oruy)

del22qg11.2(pat)
delXp22.31(mat)

DGST; 16 22q11 0.73

DGS2; 17 22q11 0.79

DGS3; 18 22q11 0.85 y
DGS4; 19 22q11 0.80

XC1; 79 Xp22 0.77 m
XC2; 80 Xp22 1.07 Bi
XC3; 81 Xp21 1.08

XC4; 84 Xq13 0.99

XC5; 85 Xq27 1.05




YTO Mbl UCCnepnyeMm,
koraa nccneayem AHK?

~«[ opsvne TOUKM» - MaXXOPHbIE MyTaLUN B reHax
*OTAENbHbIE 3K30HbI

*OTOenbHbIE reHbl

[ pynny reHoB

*KnmnHnyeckmnm ak3om

*OK30M

‘[[eHom

NONHOMEHOMHbIA AHANTU3 LLENEBOM AHANTU3 AHK

AHK Ferinm yyacTkn | reub/ | ropsuue
OYHKUVMOHATIbHBIE FEHA | 3k30Hbl |  TOUKM
IODEKTbI MYTALUMK



CoBpemMeHHble noaxoabl K AHK-
ANarHoCTukKe

= Knaccu4yeckoe nocriegoBatefibHOe CEKBEHMPOBaHUe
no CeHrepy (TapretHoe ceKkBeHUpoBaHue)

= XpOMOCOMHbBLIN MUKpOMaTpUU4HbIN aHanu3 (CMA)
= CpaBHuUTenbHasA reHoMHasi rmopuaunsauusa (CGH)

= CekBeHMpoBaHue HoBoro nokoneHusi (NGS)
orpaHn4yeHHoun naHenu reHoB (5-40 reHoB),
pacwmpeHHon naHenu reHoB (30-100-200 reHoB)

= [lofiIHOreHoMHOe/NOJSIHO3K30MHOE CEKBEHMPOBaHMe

Anzopumm ebibopa uccredoeaHus — ripepo2amuea
epayal



Copyright © 2012 University of Washington



NccnepnoBaHUA 3K3oMa

* JK30M — COBOKYMHOCTb BCEX Y4aCTKOB (3K30HOB)
reHoB, KOOUPYHOLWNX OenKu

« 22000reHoB 30 mnH.nap oCHoOBaHUM

* CeKkBeHMpoBaHMe 3K30Ma CNNOCOOHO
naeHTUPMUNPOBaATb FrEHETUYECKYIO MPUYUHY
6one3Hn npumepHo y 30% naumeHToB



KnuHn4YecKkum 3K3om

* COBOKYNMHOCTb KOANPYIOLMX YHACTKOB (3K30HOB)
reHoB, NaToOreHHble BapuaHTbl B KOTOPbIX
NPUBOAAT K Pa3BUTUIO HACNeACTBEHHbIX
(MOHOreHHbIX) 3aboneBaHuUn

e 2017 -6 327 reHoB
e 2018 -7 320 reHoB



TpyAHOCTU UHTepnpeTauuu pesynbraTa
NONMTHO3K30MHOI0 CeKBEeHMpPOBaHUSA

Cnuckuv naHeneu reHOB He Bcerga CoCTaBIIAOTCA

BpavyamMu, 4acTo NJIOXO KOPPEeNUPYHOT C KITMHNYECKOU
rmnore3oun

OrpaHn4eHue NOKPbITUSA reHOB, HEeNONHbIN aHanu3

BonbLllioe Konn4yecTBO reHeTUYEeCKMX BapUaHTOB, KOTOpbIe
He MOTyT ObITb KOPPEKTHO UHTEepPNpPeTUPOBaHbI

«Bo MHO2uX 3HaHUsIX MHO2Ue neyYyasiu: U mom, Kmo yMHO)Xaem rno3HaHusl,
mom yMHoO)xaem CKopO6b»

Akkne3zuacm 1:18



YT0 MOXXHO nony4uTb B pe3ynbrate OHK-
ANArHoCTUKn?

* MyTtauum, aBnatoLmMecs NPUYNHON
3aboneBaHua («curHan»)

 BapnaHTbl C HEu3BECTHbIM KITMHUYECKUM
3Ha4yeHnem, VUCS ( )

 [lonumopdHble  BapuaHTbl TEHOB, He
CBA3aHHbIE C 3aborieBaHnem («pepkue
BapMaHTbl HOPMbI»)



O HNpeacjieHHe TeXHOJIOrHH

TexHonoruss MaccoBOro napauie/ibHOTO CeKBEHUPOBa-
Hust (MPS, massive parallel sequencing) — TexHHUKa onpeae-
JeHus1 HykjaeoTuaHo nociaenoBareabHocTd JJHK 1 PHK
U1 TIoJy4YeHUus1 (pOopMaJIbHOrO OMUCAaHUSI MX TEePBUYHON
crpykTypbl. Texnonoruss MPS no3zBosnsier eiMHOBPEeMEHHO
«ITPOYUTATH» OOJIBbIIOE KOJAWYECTBO YYAaCTKOB reHOMa, 4TO
SIBJISIETCSI €€ IJIaBHBIM OTJIMUYMEM OT DoJiee paHHUX METOI OB
cekBeHupoBaHus. B xone MPS moryr reHepupoBaThCsl OT
COTEH MWJUTMOHOB A0 MW/UIMapAOB HYKJICOTHAHBLIX MOCJE-
JOBaTe/JIbHOCTEN 3a oauH padoumii nukil. OTAUMYUTETBHON
OCODEHHOCTBIO MUCTIOJAL30BaAHUS JAaHHBIX METOI0B SIBJISICTCS
HEOOXOIMMOCTh MHOTOKPATHOIrO MPOYTCHHSI aHATU3UPYye-
MOI HYKICOTHAHON TMoOcCJAea0oBaTe/IbHOCTH. Bce BapHMaHTHI
nocaepoBareabHocTH JJHK, BeIgBAeHHBIe MeTOgOM MPS 1
yKa3aHHBbIE B 3aKJIIOYEHUM J1abopaTopuM O NMPOBEIACHHOM
aHa/Iu3e, J0DKHBI ObITh MOATBEPXKACHBI pedepeHCHBIM Me-
TOOOM (CcekBeHUupoBaHue 1o CeHrepy).

Tepmunosiorus

Tlpennaraercss 3aMEHUTh HIMPOKO MCIOJIb3YyEMBIE TEp-
MHHBI «MyTallUsi» U «MOJTUMOPOU3IM» Ha TEPMHUH «BapHUaHT
HYKJICOTHAHOM MOCIEI0BATEIbHOCTH» CO CJACAYIOUIMMH Xa-
paKTe PUCTUKAMH:

® naroreHHbIi (pathogenic);

e epoaTHo naroreHHbIi (likely pathogenic);

® HeoMnpeaeJaeHHOTro 3HaYeHus (uncertain significance);
® BeposiTHO nobpokauecrBeHHbIH (likely benign);

® noOpokauecTBeHHBbI (benign).



OcobeHHoCcTH
MHTepnpeTaunm
AAaHHbIX NPU
MHO20haKmMOPHbIX
3aboJsiesaHusix

B ocHOBe -

nonynaLuUOHHbIN
nogaxoa (GWAS)

NOJNIHOreHOMHbIN NOMUCK

accouvauuu

«yCTaHOBMNEHHbIN annenb
pucKa»

«BEPOATHbIU annesib puckKka»

«HeonbeneneHHbIN

Ocobennocmu unmepnpemauus 8apuUaHmMo8 HyK1eomuoHou
nocaedogamenbHOCMu y 300p08biX UAU Ar0del be3 cuMnmomoe

st OTHECEHMsI BapuaHTa K MaTOTEHHBIM HeoOXOoauMa
cwibHasi gokKa3zarejbHas 0a3a. BeposTHOCTL 0OHapyXeHHUs
BAPUAHTOB, TIPU3HAHHBLIX TIATOTCHHBIMH, OOBMHO OYEHb
HHU3Kasd.

IMpeacka3aHHast IEHETPAHTHOCTL MATOTEHHOIO BapuaH-
Ta, 00HApPYKEHHOTO B OTCYTCTBUM (DEHOTHUIIA WU CEMEIHHO-
ro aHaMHe3a, MoXeT ObITb HAMHOTO HUXKE, YeM Y MalueHTa
C CUMIITOMaMH.

Pacnpocmpanénnsie muo2oghakmoprsie 3a601e8anus

JlaHHOE PYKOBOACTBO HE NMPUMEHHUMO ISl OLEHKH KJIH-
HUUECKOW 3HAYMMOCTH BapHMaHTOB, aCCOLMUPOBAHHBIX
¢ MHOTO(AaKTOPHBIMU 3aD0/IeBAHUSIMHU,

OnpenesieHWe TEHOB, OTBETCTBEHHBIX 3a pacHpo-
cTpaHEHHbIC MHOro(akTopHbIe 3a0071eBaHUsSI OCHOBLIBACTCS
Ha nonyasuuoHHoM noaxoae (GWAS), a He Ha ceMeHHBIX
nccnenoBaHusix. HacuurwiBaercs 6onee 1200 BapuaHTOB
C MOBBIIEHHBIM PHUCKOM pPa3BUTHS TaKUX 3abojeBaHUi U
HACJIEACTBEHHEIX YepT; OOJBILIMHCTBO 3TUX BapHAHTOB Ha-
XOISITCS 3a TpeaeaaMu re HHbIX pernoHoB. [Tonb3a TecTHpo-
BaHUSI BapUAHTOB, aCCOLIMMPOBAHHBIX C MHOTO(AaKTOPHBI-
MU 3a00/IeBaHUSIMH, I8 KIMHWYCCKOW MPaKTUKHU HE ove-
BU/IHA.

Hacrosiliee pykoBOACTBO He Tpeiaraet hopMy oTuéTa
Mo BapuaHTaM 151 MHOro(akTOPHBIX MPU3HAKOB; BKIIIO-
YyaTh B OTYET 3TH BapHMAHThI MOXHO B KaueCTBE IOIMOIHH-
TeAbHBIX CBeIeHHI. TepMHUHBI «IaTOTeHHBIH» U «BEPOSTHO
MaTOTeHHbIi» HE MPUEMIEMBl B JAaHHOM KOHTEKCTe, JaXxe
€CJIM accolMalMs CTaTUCTHUUECKHU J0CTOBEpHA. YNTOMMHATH
5TH BapUaHThI CTOMT KaK «ajjIe/ii PUCKa», 10KA3aTe/IbCTBO
PUCKA MOXET OBITh BBIPAXKEHO B TEPMHHAX «yCTAHOBJIECH-
HBIU aJUIE/Ib PUCKA», «BEPOSATHBIN a/UIC/Ib PUCKA» WJIH «HE-
OTIPEIeJIEHHBIN ajUleb PUCKa».



CoBpemMeHHble bmnnocodckue
npoobrieMmbl B 005ylaCTU reHeTU4YeCKnX
nccrenoBaHuUn

* MeToaonoru4yeckoro xapakrepa
*COOTHOLUeHUe BO3MOXHOCTEeN ANarHOCTUKU U
rneyvyeHus

*BepOATHOCTHbLIN XapaKTep uccnegoBaHumn

* ATUYECKOU HanpaBrieHHOCTH

* npobnema goctyna K uHchopmauum
* BbIXOA4 Ha NpeHaTasribHYyr ANarHOCTUKY



3a4yemM gMarHocTupoBaTb, €CIin
fe4yeHust HeT?

 «l'eHOM yenoBeka» 1990 - 2002 rr

«YenoBe4yecTBO NOMYUYUISIO TONILKO KaTanor coaep>XumMoro KreTku, Ho
He MHCTPYKLMIO, KAK UM BOCMNONb30BaThbCA - OMONMoTeKa noka
3aKpbiTa»

Pa3paboTka meToa0OB KOPpPEKLUNN reHeTUYeCKoun
naToriormm He ycnesaeT 3a MH(pOpMaLUOHHbLIMU
OTKPbITUAMU

 CMmepTenbHbIX anarHo3. YTo nyyiwle: 3HaHUe Unum
HeBeaeHue?

* Cneundmka ophaHHbIX 3aboneBaHnu B Poccum



BepoATHOCTHbLIN XapaKkTep

reHeTn4eCKunx VICCHe,D,OBaHVIVI
 IHK - TOonbKo YacTb Hawen «<McTopumn 6orne3Hn»

* CnaceT nn Hac reHHas Tepanusa?

Bo3geucreue Ha reHOM - HapyLleHue
reHeTU4YeCKoro pasHoobpasus - HeraTuBHbIe
nocrieacTBus B Oyayuiem

«MbI 8ce cmpadaeM CKITOHHOCMbIO rpeysesiudueamsp
mo, 4Hmo Mbl MO>XeM coesramb yepes risimb Jjiem, U
HedooueHueamb mo, Ymo Mbi MO)>XKeM Hameopumb 4Yepe3
deaduampe nNsimb Jiem».

Mapuo Kanekku,

BblAalOLWMNNCA YYEHbIU, Npodeccop OMONMOrum n reHeTUKN YenoBeka
yHuBepcuteTa wraTta lOTa



[eHHOMOAUMLUMpPOBaHHbIE OfIM3HeLUbI: ALWUK
[Manpaopbl OTKPLIT?

Mpod.lLUaHbYKaHCKOro yHuBepcurteta (Kutam) Xa
LisAHbKYH

00 BLABUI O POXKAEHUN reHHOMOAUMDULMPOBaHHbIX
AeBoYeK,

oGnagaroWwmux BpoXXaeHHbIM UMMYHUTETOM K BUY-



[MpobOnema KoHpUOAEHUNANBHOCTH
MHopmMauun

* MpoTUBOpEUMne Mexay nHTepecamm pedbeHKa n
APYruX YNieHoOB CeMbU

* «PebeHOK-MyTaHT»: BocTyn K uHdpopmauum

* «'onoc KpoBU»: 0COOEHHOCTN MEHTaNITeTa,
BepoucnoBeaaHus, XKU3HEeyCTPOMUCTBA Pa3HbIX
rpynn oowecrsa



[MpobOnema KoHpUOAEHUNANBHOCTH
MHopmMauun

e HoBas TexHonornsa: nofIHO3K30MHOe
cekBeHupoBaHue OHK

* bone3Hun c OTCPOYEHHbLIM Ha4Yanom
3aboneBaHuA

* Hensneunmoe 3aboneBaHue: HyXXHO Nun
TecTupoBaTb POACTBEHHUKOB?



HeoHaTanbHOe CKpHMpOBaHUe U
npeHaTanbHaa AMarHoCTuka

NpoaomxeHune 6epemeHHocTn: A nlMMPOTUB

NokoneHue next: «<He XoTM OONbLHOIo
pebeHKa»

OcobeHHOCTU MeaAnKO-reHeTU4eCcKoro
KOHCYINbTUpOBaHNA B Poccum

PebeHoOK - Cembs - O0OLWecTBO



O6bem uHcbopmauum B pesynbrate NGS:
AOCTUXXeHne unu npoodnema?

= OrpoMHoOe KOnnm4ecTBO reHeTU4YeCKux
AaHHbIX OenaroT N0Xoro AOKTOopa eLle
Xy>Ke, a XopoLlero — niyvLue

= «TeMHasa cTopoHa» npaBAbl O
COOCTBEHHbIX reHax



Cama MbICIIb O «NNTOXUX» FreHax
MeHAeT (hU3NoNormo opraHn3ma

j h 5
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UccnepoBaHua B CTaH(POpPACKOM YHMBeEpCUTeTe
(KanudopHus, CLLUA)
N'enbl CREB1 (116) FTO (107)




«JTlroasam He obsi3aTeNnbHO
npeKpallaTb TeCTUpoBaHue.

Ho oHun, BMecTe ¢ MeAULMHCKUMMU
PabOTHUKaAMUN U FTeHETUYEeCKUMN
KOHCYJNbTaHTaMU — O,OMXKHbI
MOMHMUTb, YTO 3HAHUE O PUCKEe
MOXXeT B KAKOU-TO CTeNneHu
NOBNNATb Ha pe3ynbTaTbI»






