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NMPEANCIIOBUE HAYYHOIO PELAKTOPA

leHeTMKa — camas ObICTPOPA3BMBAOLWLANCS HAyKa B UCTOPUM
yenoseyectBa. K npumepy, cekBeHMpOBaHWE reHOMa 4YenoBeka B
2003 ropy TpeboBano muanuapgbl ponnapos u 15 net uccneno-
BaHMM MEXAYHApPOOHOM KOMaHAOM YYeHblX, a CerogHs 3To napa
4acoB, TbiCA4A AONAPOB U YCUANUS OQHOMO reHeTMKa.

Uenb Hawero nocobus, COCTOAWEro B OCHOBHOM M3 «IOC-
capus», — NpeacTaBUTb 3HAHMS O FeHeTMKe B AOCTYNHOM ¢opMe,
ONMpPasCb HAa HOPMbl 3TUKKU M MpPaBa TakK, YTOObl HAay4YHblE OTKPbLITUS
B 06/1aCTV reHeTUKM MOMIU NMPUHECTU MONb3Y KAXKA0MY YeNOoBeKY.

«leHeTMYeCcKas rpaMOTHOCTb» MO3BOAMT pas3roBapmBaTtb C
BPaYOM Ha OOHOM f3blKe, MPUHMMATb B3BELLUEHHbIE peLlleHus Mo
MUCNOMb30BAHMIO CBOEN NNYHON reHeTUYeCKOM MHOPMALMK, YTO Ha
CeroaHsWHMM AeHb CTAHOBUTCS 0COBEHHO BaXXHbIM.

KoMy Hy>KHa KOHCynbTaums reHeTmka’?

MHor1e no WKOAbHbIM BOCMOMUHAHMSAM acCOLMMPYET FEHETUKY
C TAaKUMU KMHTEPECHbIMU» TEMAaMM, KaK cenekums ropoxa. [omHure:
XenTble U rnagkue, 3eneHole n MopwuHUctole? OpgHako, coBpe-
MeHHas reHeTMKa cnocobHa Ha Bonbliee: NpodUNaKTUPOBaTbL U Ne-
YnTb (N0 KpalHen mepe, CMMMNTOMATMYECKN) MHOrMe 3aboneBaHus,
KOTOpble 4,0 NoCieqHero BpeMeHu 6ol NpUroBopoM M MOMIM KOC-
HYTbCS NOOOro — HEe3aBUCMMO OT pachl, BEPOMCMNOBELAHMS, COLM-
aNnbHOr0 NONOXEHUS U APYrMX GAKTOPOB.

HacnencteeHHble 3aboneBaHnsg He 0653aTenbHO GbIBAKOT BPO-
XOEHHblE, X MPU3HAKM MOTyT BNepBble MPOSIBASTLCA KaK Cpasy
nocne poxAaeHus, Tak U B OETCTBE M MOAPOCTKOBOM BO3pacTe, U
Jaxe B crapweMm Bo3spacte. OtcytctBue cpeau  GAMdKAWLWIMX
POACTBEHHUKOB UL, C AHANIOTMYHbIMU NPOSIBNEHUAMM TAKXKE HE UC-
KNHOYAET HACNeACTBEHHOWM NpuMpoabl COCTOSHMS. He MeHee 5%
[eTer poXaaetca C HacneacTBeHHbIMM 3aboneBaHUAMM U BpO-
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XXAEHHBIMM NopokaMu paseuTua. OT poxaeHus 6onbHoro pebeHka
He 3aCTpaxoBaHa HU OfHA CyMnpyXeckas napa v Aaxe Yy 340pOBbIX
poouTenen, K COXaneHut, MOXET poauTbca pebEHOK C BpoO-
XOEHHBIM MOPOKOM MM HacnencTBeHHbIM 3aboneaHuem. Oco-
6eHHO ecnu BO3pacT poauTeNie Ha MOMEHT poxAaeHus pebeHka
npesbiwan 35 net, unn mMame BO BpeMsi bepeMeHHOCTU NMPUXOLM-
NOCb MOCTOSIHHO MPUHMMaTb NeKapCcTBeHHble cpeactea. Bpo-
XOEHHbIE MOPOKWM pa3BWUTUSA, KaK MPaBMIO, OMNpeaensaTcs cpasy
nocne poxaeHus pebeHka.

[lOBONBbHO 4aCTO MCKAKYUTL HACNeACTBEHHYIO Mpupoay 3abo-
NeBaHMs GbIBAET TAK e BaXHO, Kak U NOATBEPAMUTb €e.

UeM 3aHMMaeTCs Bpay-reHeTuk?

MenuuMHCKas reHeTMKa CerofHs, B NepByl oyepeab, Hanpas-
NEHA Ha BbIIBNIEHUE TeHeTUYeCKMX 3ab0neBaHni U, B JaNibHENLWEM,
npenoTBpaLleHne MNOSBJAEHUS HOBbIX Cly4aeB B cembe. Bpauu-
reHEeTUKM TaKXKe MOMOratT B afanTalMm K XXM3HWU C FrEHETUYECKMMM
3aboneBaHnsaMu, eCv NpeaoTBPaTUTb UX HE YAANOCh.

Bpay-zeHemuk — 3TO CNeLMaNUCT C BbICIUIMM MEAULIMHCKMM 06-
pa3oBaHueM (Bpay) C AONOMHUTENbHOW CneLuManu3aumen no reHe-
Tuke. lMNaumeHTbl K HEMY MONAfatT MO HAMPaBAEHUID OT CaMbIX
pa3HblX CNeLManncToB: aKyLepoB-rMHEKOIOroB, HEBPOJIOTOB, 3H-
[LOKPVHOJIOrOB, lepMaTOBEHEPOJIOrOB U APYIuX.

JlabopamopHbiii 2eHemuk COBCTBEHHO MPOBOAWT BCE HEOHXO-
[MMble UCCNef0BaHNA U BbIAAET pe3ynbTaT, HO He MHTeprpeTupyeT
ero. JTOT pe3ynbraT NonagaeT K Bpayvy-reHeTuKy, KOTOpbl CTaBuT
[MArHoO3 U Ha3Ha4aeT nevyeHue.

Uro nponcxoamuT Ha KOHCYNbTaLuKU Bpaya-reHeTuka?

B 3aBMCMMOCTM OT NnaHa 1abopaTopHbIX UCCIELOBAHUI MOXET
noTpeboBaTbCs HECKONMIbKO KOHCYNbTauui Bpaya-reHetuka. Ha
nepBoOM KOHCYNbTaUMM Bpay COCTAaBWUT POAOCNOBHYK CEMbM, Ha-
3HauMT HeobxopguMble reHeTuyeckue TecTbl. [locnepywowme
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KOHCYNbTauumn noTpebytoTcs ANs WMHTeprnpeTaumm pes3ynbraTtoB M
pa3paboTKK TaKTUKK JieueHus, HabnoaeHns, 06cef0BaHUS YEHOB
CEMbM.

[ne paboTaloT Bpaun—reHeTukn?

OHu MoryT pabotatb M B KPYMHbIX FOCYAAPCTBEHHbIX Meau-
LUMHCKUX YUYPEXOAEHUIX, U B KOMMEPUYECKMX YYPEXOEHUSIX, U B
paMKax OTAENbHbIX YaCTHbIX KAOMHETOB reHeTUYECKOrO KOHCY/bTU -
pOBaHus.

Bpau-reHeTUK — ceMelHbI LOKTOP

XoTs peyb maetr 0ObIYHO O MEAMLMHCKMX KOHCYNbTaLMsX C
OTAENbHbIMU YNEHAMU CEMbM, UCTUHHO KOHCYNbTUPYIOLLMMCS B Me-
OVLMHCKOW reHeTuKe SIBNSeTca BCA ceMmbs. [leno B TOM, 4TO 4acTo
pacyeT puCKa MOABNEHUS FeHeTuyeckoro 3aboseBaHUs B CeMbe
NpOM3BOAAT C YYETOM reHoTMNoB 06omx cynpyro.. [lpyras npuunHa
COCTOMUT B TOM, YTO MOSIBIEHME C/lyYaeB HaCNeACcTBeHHbIX 3abone-
BaHWIA MOXET 3aTPOHYTb BCIO CEMbIO U U3MEHUTbL CTpaTeruio obene-
[LOBAHWUS Y/IEHOB CEMbM.

KoMy TpebyeTcs KoOHCynbTaLus Bpaya-reHeTnka?

HanpaBuTb Ha KOHCYNbTaLMIO MOXET Nt060KM Bpay-Cneumanucr,
KOTOpbI 3aM0A03pUT reHeTndyeckoe 3aboneBaHne y B3poC/ioro uau
pebeHKa, pUCKk XpOMOCOMHOM MJIM MOHOFEHHOM NaTONOrMK Y Nnoaa.
Takke MeaMKO-reHeTMYeCKOe KOHCY/bTMPOBaHME MOKa3aHo ce-
MEWHbIM Napam/noaaMm, NaaHUpyWmMM GepeMeHHOCTb, 0CODeHHO
€CNn B NUYHOM MW CEMEWHOM UCTOPUM BCTPEYanUChb Cayvyaun Ha-
CnefcTBeHHbIX 3aboneBaHui, MOPOKOB Pa3BUTUS, 3a4epPXKKU pas-
BUTUMS, Becnnogms.

OpHako, ecTb reHeTM4yeckM 0OyCnoBNEHHbIe 3aboneBaHus,
npenyragaTe KOTOpble MO POAOCNOBHOM HEBO3MOXHO, TaK Kak pe-
6eHOK C TSKeNoM HacnenCTBEHHOM NaToNorMen MOXET pOAUTLCS B
CemMbe, rae HeT HM OOHOro 4YenoBeka C reHeTMyeckum 3abonesa-
HueM. Hanpumep, B cnyuyasx, korga oba 340poBbIX poauTens §B-
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NATCA HOCUTENSIMM MYTaLMIM B OAHOM M TOM e FreHe, BEPOSTHOCTb
poxaeHus 6onbHoro pebeHka coctaenseT 25%. A yactota HOCK-
TENbCTBa MyTaUMA NPM HEKOTOPbIX OYEHb Cepbe3HbiX 3abonesa-
HUAX, HAaNpMUMep, NPU CNUHANBbHOM MblLLEYHOM aTpodun focTuraert
1/40, 1.€. ee nMeeT Kaxabi 40-11 YyenoBek B NONyNAALMM.

MMEHHO MO3TOMY KOHCYNbTALMs Bpaya-reHeTMka HyXXHa nio-
6OMy YenoBeKy, KOTOpbIA X04eT ObiTb MaKCMManbHO YBEPEHHbIM B
CBOEM 3[0POBbE M B POXAEHUM 300pOBOro pebeHka.

Bpau-zeHemuk,
K.M.H. PymsHuesa B.A.
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BBELEHME

CnocobHOCTb NepefaBaTb NPU3HAKM MO HACNEACTBY SBNSETCS
€CTeCTBEHHbIM CBOMCTBOM JH0O0ro XMBOro opraHusma. Hacnen-
CTBEHHas MHDOPMaLMS, KOTOPY0 HeceT B cebe XMBOW OpraHusm,
COOEPXKMTCA B HYKJIEMHOBBIX KMCJIOTaX, BXOASALWMX B COCTaB reHoB,
KOTOpbl€ pacMonoXeHbl HA XpoMocoMax. Bcs COBOKYMHOCTb Hykne-
WMHOBbIX KMC/OT OTAENbHOr0 OpraHn3Ma Ha3blBAeTCs FEHOMOM.

Kaxgblh reH npeactaBneH nocnenoBaTeNbHOCTbIO HYKeo-
TMAOB ONpPEefEeNeHHOro y4yacTka HyKJIeMHOBOM KUCIOTbl M KoaMpyeT
MHbOopMaumio o0 6enke. Kaxapli 6€noKk — 3TO MOC/Aef0BaTENbHOCTb
AMUHOKMCNIOTHbIX OCTaTKOB. CMHTE3 Genka OCylecTBAseTcs C no-
MOLLbI0 FEHETUYECKOro KOAA — MHCTPYKLMK, COMNMAcHO KOTOPOM Mo-
cnepnoBaTenbHOCTb Hykneotuaos (reH 1 MPHK) nepesogutca B no-
CN1ef0BaTENbHOCTb aMUHOKKUCAOT (6enok). Kaxaor  amMuHoKMcnoTe
6enka COOTBETCTBYET MOCNEAOBaTe/IbHOCTb M3 TPEX pacnono-
XEHHbIX Apyr 3a ApyroM Hykneotugos OHK — tpunner. B coctas
[OHK mMoryT BXoAMTb YeTblpe a30TUCTbIX OCHOBaHUS: ageHuH (A), ry-
aHuH (N, TuMKH (T) 1 uMTO3MH (LL).

Hauano XXI Beka 03HaMeHOBaNO OKOHYaHMe MexayHapon-
HOMO Hay4YHO-UCCNenoBaTeNbCKMI NpoekTa «[eHOM 4enoBeka», B
KOTOPOM Obl1a onpeaeneHa NocneaoBaTelbHOCTb HYK1e0TUAOB, KO-
Topple  coctasnsaT OHK, w  upeHtupuumposate  20—25
TbiC. FEHOB B Y€/I0BEYECKOM reHOMe. ITOT MPOEKT Ha3bIBAKOT Kpyn-
HEeMIUM MeXAyHapoAHbIM COTPYAHWYECTBOM, KOraa-nMbo npoBo-
OMBLUMMCS B OMONIOTUN.

Ba)KHbIM CBOMCTBOM reHETMYECKOro Matepuana sIBNSeTcs BO3-
MOXHOCTb TOYHOIO BOCNPOM3BOACTBA LENN HYKNEOTUOOB.

B xope npouecca KonupoBaHus, uau penankauun, OHK un3-
peoka BO3HMKAKT OWWOKM NpU CUHTE3e [OYEPHEN UEMU. DTU
OlWMOKM, Ha3blBAaeMble MyTauMaMM, MOTYyT NOBAMATL  Ha de-
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HOTUN OPraHU3ma, 0COBEHHO ec/iv OHWM 3aTparMBaloT KOAMPYIOLLYIO
06nacTb reHa. MeHOTUN — 3TO COBOKYMHOCTb MPU3HAKOB, MPUCYLLMUX
WHOMBUAY HA onpenenéHHOM cTagmu passutug. GeHoTun onpege-
NSIETCS Ha OCHOBE FreHOTUMA M YCIIOBUAMM OKPYXKaloLLel cpeapbl.

bbII0 NMoCYMTaHO, YTO MyTaLMKM MPOMCXOAAT C yactoton 1 Ha
kKaxable 10—100 MMNIMOHOB Nap OCHOBAHMN.

Paseutue 3aboneBaHNs MOXET ObITb BbIpaXXEHO MpU Hacneno-
BaHWM TONIbKO O4HOrO MYTAHTHOMO annens oT OAHOro U3 poauTenen
(Np# ayTOCOMHO-AOMMHAHTHOM TUMNE HAC/IEAO0BAHMUS) UM MYTaHT-
Horo annens ot oboux poguTenei (Mpu ayTOCOMHO-peLLEeCCMBHOM
TMNEe HaCNenoBaHMS)

Ho He BCe reHeTnyeckuMe U3MeHEHUs MPUBOASAT K Pa3BUTUIO
3abonesaHus. [eHeTMUECKMe BapuaHTbl, BCTPeYaoWwmecs y MHOMUX
NIOAEN, HA3bIBAKOT K4ACTbIMUY.

[nga Toro, 4Tobbl BLIIBUTL FrEHETUYECKME BapUaHTbl Y KOHKpeT-
HOro nauuMeHTa, HY)XHO pacwudpoBaTb €ro MnocaefoBaTeNIbHOCTb
OHK » cpaBHWUTbL ee C 3TanoHHOM, unu pedepeHcHOoMr, nocneaoBsa-
TENbHOCTbIO FrEHOMa YenoBeka.

B nocnenHue rofbl CTano BO3MOXHbIM B reHeTUM4Yeckux nabo-
paTopuax onpefensTb NOCNEA0BATENbHOCTb HE TOMbKO OAHOMO
reHa, Ho M Cpa3y HEeCKOJIbKMX FeHOB, U LLeJIOro reHoMa nawumMeHTa 3a
0AHy nabopaTtopHylo npouenypy. Metoabl, npUMeHsieMble ANs 3TUX
npouenyp, HOCAT Ha3BaHWE CEKBEHUPOBAHUSA HOBOTO MOKOJIEHMS.
JTK BbICOKOMPOM3BOAUTE/bHbIE METOAbl SBAAKOTCS 6Oonee Obl-
CTPbIMU U MeHee AO0POrMMM, N0 CPABHEHUIO C NPSAMbIM CEKBEHUPO-
BaHueM no CeHrepy, KOTOpOe NPUMEHANOCH NPU pacwMdpOBKe re-
HOMa B NpoekTe «[eHOM YyenoBekay.
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CTPYKTYPA INOCCAPUA

[aHHbIM rnoccapui cogepxuT 4 pasgena. B nepsom pasgene
npeacraBneHbl 06LWMe TEPMUHBI FTEHETUKM, BO BTOPOM - TEPMUHDI,
OTHOCSALUMECS K TMNAM FeHEeTMYECKMX BapWaHTOB, B TPETbEM pac-
KPbIBAETCS 3HAYEHME TEPMUHOB, KAaCAOLMXCS NOHATUS «PEHOTUMY,
B YETBEPTOM MpeacTaB/ieHbl TEPMUHbI, OTHOCSALWMECS K CEKBEHMPO-
BaHMIO HOBOMO NMOKOJEHMS.

HekoTopble TepMUHbI NPUBEAEHbI C MOSCHEHUSMW U MpUMe-
pamu.

B koHuUe paboTbl AaHbl CCbINKM HA MHPOPMALMOHHbIE UCTOY-
HUKM.

1) O6wue TepMuHbl reHeTukM (20 TepMUHOB):

Annenu

Aymocomei

AymocoMHO-00MUHAHMHOEe HAC1e008aHUe

AymocomHo-peueccusHoe Hacnedosarue

fannoudHrbilii

fannomun

leH

[eHoM

leHomun yenoseka

Kapuomun

KomnnemenmapHasa AHK (kHK)

llamozeHHbil

lonHozeHoMHebIl nouck accoyuayuti (Genome-wide association
study, GWAS)

llonogbie xpoMoOCoMbI

Cezpezayus

MapmakozeHemuka

X-cuenneHHoe Hacnedosarue
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Jk30m

Jkcnpeccus 2eHa

SnueeHemuyeckue usmMeHeHUs

2) TepMUHbI, OTHOCALMECS K TUMAM FeHETUYECKMX BApPMAHTOB
(16 TepMuHOB):

de novo

Bapuayus yucna konuli (Copy number variation, CNV)

femu3ueommHelii

lenemuyeckuli sapuaHm

lemepo3u2omHbili

fomo3uzomHeili

KomnayHd-eemepo3ueoma

MucceHc-eapuaHm

Mymauus

HoHceHc-sapuaHm

O0HOHYKNeomudHebIl eeHemuyeckuli gapuaHm (Single nucleotide
variant, SNV)

lonumopdusm

CUHOHUMUYHASA 3ameHa Hykaeomuoda / HECUHOHUMUYHAS 3aMeHa
Hykneomuoa

Cdsuz pamku cyumel8aHus

CmpykmypHbIl 8apuaHm 2eHoma

IKcnaHcus mpuHykneomuoHsliX N08mopos

3) TepMuHbI, OTHOCAWMECT K MOHATUMIO «deHoTun» (8 Tep-
MUHOB):

AHmuyunayus

lenemuueckas accoyuayus

KomnnekcHoe 3ab6onesarue

MoHozeHHoe 3abonesaHue

leHempaHmHocme

lnetiomponus
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®eHokonus

®eHomun

4) TepMWHbI, OTHOCALLMECS K CEKBEHMPOBAHWMIO HOBOMO MOKO-
neHua (8 TepMMUHOB):

lnyéuHa npoumeHus

Inybokoe cekgeHuposaHue

lMokpsimue

lonHozeHomHoe cekseHupogaHue (Whole-genome sequencing,
WGS)

lonHosk3oMHoe cekseHuposaHue (Whole-exome sequencing,
WES)

PegeperHcHas nocnedosamenbHOCMb

CekseHuposaHue  H08020 nokoneHus (Next-generation
sequencing, NGS)

TapeemHoe cekgeHuposaHue
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OBLLUE TEPMUHbI TEEHETUKU

Annenu — pasfiMyHble QOPMbl CYLLECTBOBAHMUS MCCNERYEMOTO
reHa uam nokyca

MoscHeHWe: B AMNIOMAHOM OpraHv3Me (B TOM 4yucie, B Opra-
HM3Me YesloBeKa) B HOpMe CyLlecTBYyeT 2 anjens Of4HOro reHa. An-
nenn MOryT pasnmyatbCs No pasmepy, ObiTb NPOTKEHHbIMU (A0
HECKOJIbKUX TbICSY Map OCHOBAHWM) WM MMETb MWHWMMASbHbIN
pa3mep, COOTBETCTBYHOLMN OOHOHYKIEOTUAHOMY FeHeTUYeCcKoMy
BapuaHTy (Cm. onpedeneHue - OOHOHYKNEOMUOHbILU 2eHemuyecKuli
gapuarHm). Annenb xapakTepusyeTcsi YHWMKaNbHOM NOCnenoBaTeb-
HOCTbIO HYKNEOTMAO0B, B HOPME Ha3blBAKOLWENCS diieneM GUK020
muna. Annenb, NocnefoBaTeNbHOCTb KOTOPOrO COAEPXMUT MYTaLMIO,
Ha3bIBAKT MYMAHMHbIM.

Mpumep:

[eHeTUYeCcKMe M3MEHEHMS B annene onpefenstoT GeHoTMn ye-
noseka (Cm.onpedeneHue — @eHomun), U He BCErfa CBA3aHbl C pas-
BMUTMEM 3aboneBanus. Hanpumep, rpynna kposu ABO KoHTponupy-
etcs reHom ABO, KoTOpbli MMeeT wWeCTb pacnpoOCTpaHEeHHbIX
annenen cpegu nogen. Takum obpasom, GeHOTUN NOUTH Yy KaXKA0ro
yenoBeka npeactaBnger cobor KOMOMHAUMIO M3 3TUX LWIeCTU an-
nenew.

Aymocombl — XPOMOCOMbI, OOUHAKOBbIE O MYXXCKMX U XKEH-
CKMX OPraHuW3MOoB, COAEPXKATCSH M B COMATUYECKUX KNEeTKax, U B NO-
NOBbIX K/IeTKax.

MosicHeHWe: B COMATUYECKMX KNIETKAX YenoBeKa — 3TO NapHble
XPOMOCOMbl, OIMHAKOBbIE AN MYXKCKMX U KEHCKMX OpraHW3MoB, B
HOpMe B KJIeTKax Tefla yenioBeka 22 mapbl ayTtocoMm, T.e. 44 ayTo-
coMbl. Kaxxgas napa aytocom vMmeeT CBOM MOPSLAKOBbIA HOMep, CO-
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OTBETCTBEHHO C 1-oM no 22-ywo napy. B nonoBbix KneTkax Kaxgaas
ayTocoMa He WMMeeT napbl, MO3TOMY BCEro aytocOM B MONOBbIX
KneTkax 22.

3aboneBaHus, CBA3aHHble C HAPYWEHWEM 4YWUCNA WMAU CTPYK-
Typbl XpOMOCOM, Ha3blBalOT XPOMOCOMHbIMK 33a60/1€BAHUAMU, UK
cungpomamu. Cpeam cambiX M3BECTHBIX XPOMOCOMHBIX CMHAPOMOB
MOXHO BblAENUTb CMHAPOM [layHa, 06yCn0oBNEHHbIM TpucoMmen 21-
Ol XpOMOCOMBbI, T.e. MPUCYTCTBME B K/ETKE TeNa He ABYX, a Tpex 21-
bIX XpOMOCOM.

AymocoMHO-00MUHAHMHOE HACe008aHUe — TUM HACNeLoBaAHMS,
npyv KOTOPOM OAHOMO MYTAHTHOrO annens, NOKaJn30BaHHOMO B
ayToCOMe, JOCTAaTO4HO, 4ToObl 60Me3Hb (MM Npu3Hak) Morna BbiTb
BblpaXkeHa.

MNosicHeHue:

MNpn ayTOCOMHO-AOMMHAHTHOM HacnenoBaHUKM peGeHOK MOXeT
yHacnenoBaTb MYTaHTHbIM annefb OT OQHOMO U3 poauTenei. Bepo-
ATHOCTb HacnenoBaHus 6onesHu Npu JAHHOM TuMe cocTaBnsier
50%.

Mpumep:

AYTOCOMHO-AOMMHAHTHBIM TUN HAC/eLOBaHUS XapaKTepeH Ans
6ONbLUMHCTBA HACeACcTBEHHbIX 3aboneBaHui cepaLa — apuTMUI U
KapAMOMMONATUN.

AymocomHo-peueccusHoe Hacne0o8aHue — TUM HacNefoBaHUS
npusHaka nnu 6onesHu, Npu KOTOPOM MYTAHTHbIM annenb, NTOKaau-
30BaHHbIM B ayTOCOME, JO0/KEH ObITb YHACNea0BaH OT 060MX poau-
Tenen.

MNosicHeHwMe:
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Mpu ayTOCOMHO-peuecCMBHOM HacnegoBaHUKM pebeHOK MOXeT
YHACcNenoBaTb MYTAHTHBIM anfienb OT OAHOMO M3 poAuTenew, Ho
3Toro 6ygeT He [OOCTAaTOMHO Ans MposiBneHus 3aboneBaHus. B
[LAaHHOM C/lydae pebeHOK U ero poamTenb, MMELLME TONbKo 1 My-
TaHTHbIV annenb U3 napbl, ByayT 9BASTbCS 340POBbIMU HOCUTENSMM.

B cnyyae HacnenoBaHWa OBYX MYTAHTHbIX annenen — no of-
HOMY OT KaX[,0ro u3 pogutenei — 6onesHo y pebeHka bynert Boipa-
XeHa.

Mpumep:

AyTOCOMHO-AOMMHAHTHbIM TUN HAcNeLOBaHUS XapaKTepeH Ans
MYKOBMCLML03a, CEPNOBUAHO-KIETOYHON aHEMUU U BonesHu Tes-
Cakca.

fannoudHelli - HaboOp XpPOMOCOM WMAM €OMHUYHBIA TEHOM B
CPaBHEHUW C AUNNOUAHBIM (ABOMHBIM) HABOPOM XPOMOCOM.

MNoscHeHuWe: y yenoBeka B MOJOBbIX KAeTKax 23 XpOMOCOMbI,
KOTOpble COCTABASIOT €ro ranionaHbii HAbop XpoMoCoM.

OunnonpHbii Habop XpOMOCOM 4enoBeka npeactasneH 46
XpOMOCOMaMM.

3aboneBaHus, CB3aHHbIE C YBEJIMYEHMEM WM COKpALLEHMEM
4yucna XpoMOCOM B TanioOMAHOM W AuMNIOMAHOM Habopax, npea-
CTABNSOT COOOM TSHKENble KNMHUYECKME COCTOSHUS.

Mpumep:

CuHpgpoM KnavHdenstepa 00ycnoBneH HalMYMEM B MYXCKOM
kapuotune (Cm.onpedeneHue - Kapuomun) OQHOM UMM HECKONbKUX
[OMoNHUTENbHbIX X — XpoMocoM. BcTpeyaemocTb 3aboneBaHus y
ManbumkoB coctasnsier 1 Ha 1400 cnydyaes. CuHapom Ulepewes-
ckoro — TepHepa 06yCn0BAEH YACTMYHOM MKW NOAHON yTpaTon X -
XpoMocoMbl. BcTpeuaeMocTb 3aboneBaHus y aesovek cocrasnsiet 1
Ha 3300 cnyuaes.
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fannomun - KOMBMHAUMS annenen B CBSI3AHHbIX JIOKYCAaX FeHOB,
KOTOpble HacneayTCs BMeCTe.

MoacHeHue:

[@annoTnn — 370 He eaMHMYHOE M3MEHEHME, @ Habop reHeTnye-
CKMX BAPMAHTOB, PaCMO/IOXKEHHbIX Ha OAHOW XpPOMOCOME, Cove-
TaHMe KoTopbix pebeHoK HacnemyeT OT OQHOro U3 poautenei. lNo-
HATWE COCTOUT M3 2 CNOB: «TAMJIOUAHbIA» U KTEHOTUNY, T.e. UMEET
OTHOLUEHWE K efMHUYHOMY Habopy XpOMOCOM Wnn reHomy (Cm.o-
npedeneHus - [annoudHsid, [eHomun)

UccnepoBaHmMeM ranioTMnoB 3aHMMAOTCS KpPYMHble MeXayHa-
pOAHbIE MPOEKTbI A5 U3YYEHMUS BIUSHUA TEHOB Ha O0NEe3HM.

[eH - y4acTOK MONeKynbl HYKNEUHOBOW KUCIOTbl, XapaKTepu3y-
IOWNACS onpeneneHHon NoCNefoBaTeNlbHOCTbIO HYKNEeOTUA0B U CO-
Aepxawmi MHhopMaLuio 0 NepBUYHON CTPYKType Benka.

MNoscHeHue: reH npeacrasnseT cobon NMHenHbIM yyactok OHK,
MMeeT Hayano U KoHel. [eHbl MOryT 6bITb MPOTSKEHHBIMU U KO-
POTKMMMU. [eH MOXHO CPaBHUTb C MHCTPYKLMEN, cocTosawen M3 Oyks
(HykneoTnaoB), ANa nocneaytouiero cuHTesa benka unu PHK.

[eHoM — 3TO NOJSIHbIA Habop reHeTM4yeckon MHbopMauUMM B op-
raHusMme.

MNosicHeHus:

[eHOMOM Ha3bIBAKOT BCIO reHeTUYeCcKyo MHOOpMaumio, KoTopas
COCpenoToYeHa Y YeNoBeKa B g4pe KNeTKM B 24 pas3nnyHbIX Xpo-
MocoMax (22 ayTocombl, X- U Y-XPOMOCOMBI), @ TaKXe B MUTOXOH-
apvanbHon HK.

OnpepeneHve «MUTOXOHAPUANbBHBIN» FEHOM MPUMEHSIOT K CO-
BokynHoct [1HK, cocpenoToyeHHOM B MUTOXOHAPUAX KIETKM.
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[eHomun 4enoseka — 3TO CyMMa FeHETMYEeCKOM MHdOpMaLmu,
COAEpXKaLLencs B XpOMOCOMaX.

MosiCHEHME: MOHATUE «reHOTMN 4YenoBeka» MNpUMEHSIETCS B
6onee y3kOM CMbICle B OTHOLEHUM KOMOWMHALMKM annenen uccne-
[lyeMoro reHa uau nokyca.

Ecnun pebeHok yHacnenoBan KOMOMHALMIO reHEeTUYECKUX Bapy-
aHTOB OT OTLA, TO MOXHO CKa3aTb, YTO OH YyHac/ledoBan eeHomun
oTua.

Kapuomun - 310 nonHbIM HAaboOp XPOMOCOM B K/eTke Tena ve-
noBeka.

MoscHeHue:

B HopMe kapuoTun yenoBeka npeactaBneH 46 XpoMOCOMaMu
(23 napbl), n3 Hux 44 aytocoMmbl (22 napwbl) (Cm. onpedeneHue -
Aymocomei), 1 OQHOM NAapOM NOMOBbLIX XPOMOCOM (XY Yy MYXUMH U
XXy xeHwuH) (Cm. onpedenerue - looseie xpoMOCOMbI).

HapyweHua B yncie n CTpoOEHUM XPOMOCOM MOTYT ObITb Mpu-
UMHOM TSKENbIX HACNeACTBEHHbIX 3abonesaHnin, 6ecnnoamns, HeBbl-
HawwnBaHUa 6epeMeHHOCTU. [py NOAO3pEHUM HA HACNEACTBEHHYHO
NaToNOrMI0 BPay-reHeTUK MOXET Ha3HAYMTb KOHKPETHOMY nauu-
EHTY MK CYNpYXXeCKOW nape uccnenoBaHue kapuotuna. [Ans atoro
noa MMKPOCKOMOM MNPOBOASAT LMTOreHeTMyeckoe WccnenoBaHue
XpOMOCOM, MaTepranoM AN KOTOPOro SABASIOTCA KNETKM KPOBM ye-
noseka. B pe3synbrate npoBefeHHOro UCCNELOBAHUS Bpay-reHeTUK
onpeaensiet, ecTb 1 Y NauMeHTa nobble OTKIOHEHMS OT HOpManb-
HOro Habopa XpoMOCOM, COOTBETCTBYHOLLME MONY NALMEHTA.

KomnnemeHmapHas AHK (k4HK) - OpHouenoyeyHas OHK, Te.
monekyna HK, cuHtesnpyemas Ha matpuue PHK nytem o6paTHo
TpaHckpunumm PHK.
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MNoscHeHwue: MNocnegoBaTenbHOCTb Mosiekybl KOAHK nonHocTbo
KoMmnieMeHTapHa nocnegoBatensHoctn  PHK.  kOHK  moxer
paccMaTpUBATLCS KaK KOMWUS reHa, He CoaepKallash UHTPOHHBIX (T.e.
HeKoAMpYKLWKMX 6enok) y4acTKoB.

T.x. KAHK npepoctaBnsieT ang uccnenosatenen BCO Heobxo-
OMMYK0 MHOPMALMIO O KOOMPYIOLLEN MOCNefoBaTeNbHOCTU Lene-
BOrO reHa, ee MCMob3ylT B FEHHOW MHXEHepuu npu KNOHWUPO-
BaHWM FEHOB.

kKOAHK Takke ucnonb3syetcs oas U3yyeHua 3KCnpeccum reHoB
(Cm.onpedeneHue — Jkcnpeccus 2eHa).

llamozeHHblli - BbI3bIBaOLWMI 3ab0NEBaHME.

MNosicHeHWe: MNOHATME «NATOreHHbIM» B TEHETUKE O3HayaeT
CNOCOBGHOCTb TEHETMYECKOro BapuaHTa BbI3biBaTb 3abosieBaHUS.
Korpa Takoi reHeTMYeCKMin BapuaHT nepenaercs oT 601bHOro po-
OWUTeNst C HacNenCcTBeHHbIM 3aboneBaHMeM K ero pebeHky, BeposT-
HOCTb pa3BUTUSA Yy pebeHKa COOTBETCTBYHOLWErO 3aboneBanHnsa byaet
BbICOKOM.

lNonHozeHoMHbIU nouck accoyuayuli (Genome-wide association
study, GWAS) - TecTupoBaHue, OCHOBAaHHOE Ha accouMaumax Mexay
reHeTUYeCKMMU nonuMopdM3MaMK, PABHOMEPHO pacnpeneneH-
HbIMW MO BCEMY reHOMY, U 3aboneBaHueM.

[MoscHeHne: [na NONHOrEHOMHOrO MOMCKa accoumaumi
00bIYHO CpPaBHMBAKOT FEHOMbI NiOAEN C KaKUMU-TO (eHoTUnmuye-
CKMMW MpU3HaKamu (Hanpumep, NpU3HaKamMuM OnNpefeseHHoro 3a-
6oneBaHUs) C reHOMaMu NIOAEN M3 KOHTPONLHOM rpynnsbl (T.e. 340-
POBbIX NI0AEN, HE UMEILMX NPU3HAKOB AaHHOro 3abonesanums). o
pe3ynbrataM MOJHOreHOMHOr0 NOMCKA acCouMauMi yYeHble BbISIB-
NSAT OAHOHYKNEOTUAHblE TeHeTM4yeckne BapwuaHTtbl (Cm.onpede-
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neHue — OOHOHyKneomuoHslli eeHemuyveckuli eapuaHm), obycnasnm-
BallWME PpUCK pa3BuTUs 3aboneBaHuit MAn 3h@EKT Ha nekap-
CTBEHHble npenapaTbl. [puMeHeHns GWAS oyeHb BaxHbl ang dap-
MaKOreHeTU4eCcKmx nccnepoBaHUM (Cm.onpedeneHue -
®apmakozeHemuka). Utorom GWAS cTaHyT orpoMHbie KaTanoru re-
HeTUYEeCKMX BapUAHTOB, CBA3AHHbIX C PA3NINYHbIMU NMPU3HAKAMMU.

Mpumep:

C nomowbto GWAS B 2018 r. 6o MaeHTMdUUmMpoBaHbl 70
HOBbIX JIOKYCOB, CBSI3aHHbIX C Gubpunnaumnen npencepami, ogHOro
U3 BUOOB CepAeYHbIX apUTMUIA.

lMonosble xpoMocombl - XPOMOCOMBI, COAEPXKALUME TeHbI, onpe-
AenqioLime nonoBble NPU3HAKM OPraHM3Ma.

MosicHeHue: apy NONOBLIX XPOMOCOM >XEHLWMWH 0603Ha4atoT
XX, a My>ckne nonosble XxpoMocombl — XY. B gape Kaxaon coMmatu-
YeCKOW KJIeTKM Tena NpUCyTCTBYET ABE XPOMOCOMbI U ONpenensoT
non yenoseka.

lonoBbie KNETKM COAEPXAT NULWb OAHY MOJIOBYH) XPOMOCOMY.
X-XpoMOCOMa BCerga MpUCYTCTBYET Kak 23-9 XpoMocoMa B anue-
Knetke, a B OTAENbHOM CMepmMaTo30ouie MOXEeT MPUCYTCTBOBaTb X-
unn Y-xpoMocoma.

MonoBble XpOMOCOMBI, KaK M ayTOCOMbI, COAEPXKAT reHbl. X-Xpo-
MocoMa Hecet okono 1500 reHoB, 6onblie, yem nobast apyras Xpo-
MOCOMa B OpraHu3Me 4enoBeka; Y-XpoMOCOMa COAepPXKUT 78 reHoB.

leHbl, Haxopawuecss Ha NbOM U3 MONOBLIX XPOMOCOM, CUMUTA-
0TCS CLUEMNIEHHbIMU C NOJIOM. X-XPOMOCOMY HaCeaytT U MYXXUUHBI,
n xeHWwwmHbl (Cm.onpedenerue - X-cuyenneHHoe Hacnedosarue), a Y-
XPOMOCOMY HaCNeayoT UCKIIOUYUTENBHO MYXYMHDI.

MpuMepom X-cuenneHHOro 3aboneBaHMs MOXET CAYXMWTb re-
Moduus, MbllievyHas auctpodua [roweHHa.
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HapylweHns ymMcna nonoBbiX XPOMOCOM B K/ETKe MPUBOAMT K
M3MeHeHMI0 Habopa XpPOMOCOM, YTO BbI3blBAET TsKesble 3abone-
BaHus (Cm.onpedeneHue - [anioudHsii).

Ceepezayus - npouecc pacrnpefenieHns 3N1eMeHTOB reHeTuve-
ckoro Matepmana (Monekyn HK, reHoB, rOMONOrMYHbIX XPOMOCOM)
B A0YEpPHME KNETKM.

MosicHeHwue: Mpouecc cerperaumn (OT No3gHenar. segregatio -
OTAENIEHNE) B pe3ynbTaTe AeeHus KNeTku obecrneynBaeT TOYHOe
pacnpefefnieHne B AOYEpHME KNEeTKM OBYX KOMWUMA FeHETUYECKOro
MaTepuana MaTepMHCKOM XpOMOCOMBI.

JTOT npouecc onpepensetr U nepefadvy HacieLyemoro npu-
3HaKa OT poguTenen K geTam.

BbissBNEeHHble reHeTMYeckne BapwuaHTbl (CM.onpedeneHue - [e-
Hemuyeckul eapuaHm) B obpasuax AHK naumeHToB (poauTenen u
UX AeTen) C NpU3HaKaMKU HacNeaCcTBEHHOrO 3ab01eBaHUs MOTyT No-
MOYb CBfi3aTb [aHHOE HacnencTBeHHoe 3aboneBaHue C OTBeT-
CTBEHHbIM FEHOM.

Ecnn Bpay-reHeTUK 3aMeTWUT CBSA3b ONPefeIeHHOro reHeTuye-
CKOro BapmaHTa € 3aboneBaHMEM Yy YNEHOB KOHKPETHOM CEMbM, TO
3TO MOXET CIY>KMUTb AOKA3aTeNbCTBOM Cerperauun aHHOrO reHeTu-
Yeckoro BapuaHTa C pa3BMTMEM 3aboneBaHus. TakMe [oKasaTenb-
CTBa MOMOralT BpayaM B MOCTAHOBKE TOYHbIX AMArHO30B MaLy-
€HTaM, a YYEHbIM B M3y4YeHUM GYHKUMOHANBHOIO 3HAYEeHMUS
reHeTMYeCKMX BapuaHToB.

MapmakozeHemuKka - pasfen reHeTUKM, U3yyalowmii BAMAHMUE
reHeTMYECKMX BapMaHTOB KaXXAOro YenoBeka B €ro OTBeTe Ha fie-
KapCTBEHHOE CPeLCTBO.
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MosicHeHWe: nNpu BbIbOpe NiekapcTBa AN KOHKPETHOro naum-
€HTa, Bpay, KPOMe KJIMHUYECKOW KapTUHbI, MOXET ONMpPaTbCa Ha pe-
3yNbTaT FeHeTUYeCcKoro aHanv3a, MoKa3biBaloWMI pacnpeneneHue
reHeTM4yeCKUX BapMaAHTOB B reHOMe [aHHOro naumeHTta. Yacro
TakMe reHeTMYeckuMe BapWaHTbl NpeacTaBnsflOT cobor nonMmop-
du3mbl (Cm.onpedeneHue - nonumopgusm). B coBOKYNHOCTU MHPOP-
Mauus 06 onpeneneHHbIX NoMMopduU3Max NMO3BONSET HA3ZHAUYUTD
nauveHTy NOAXOASLLYI0 eMy 03y npenapaTa.

Mpumep:

MNpu nopbope s dekTnBHOM A03bl BapdapuHa (NpenapaTta, Ko-
TOPbIi Ha3Ha4YyaloT MaUMEHTAM C MNOBbLILWEHHOM CKJIOHHOCTbIO K
Tpomb03aM) NPOBOAMUTCS FeHETUYECKMI aHanM3 7 noiMMoppuU3MoB
B reHOMe KOHKpEeTHOro nauueHTa.

X-cuyenneHHoe Hacnedo8aHue - TUM HACNeAoBaHWUS reHeTuye-
CKOro M3MEHEHMUS, paCNONOXEHHOIO Ha X-XpOMOCOME.

MosicHeHWe: X-XpOMOCOMbI MNPUCYTCTBYKOT B KJETKax Kak
XEHLWMH, TaK U MyxunH (Cm.onpedeneHue - [Tonogsie XpoMOCOMbI).
OnHaKo, eCNIN y XEHLMH B SApe COMAaTUYECKON KNETKM CoaepKaTtcs
ABe X-XPOMOCOMBI, Y MY>XYMH TONbKO 0AHA X-XpPOMOCOMA.

PebeHOK MOXeT yHacnenoBaTb MYTaHTHbIA annefnb OT OLHOrO
U3 pogmTenen: Kak oT MaTepu, Tak 1 ot oTua. NposeneHns 3abone-
BaHMA y pebeHka 3aBucAT oT nona pebexka. Ecnm goub yHacnenyet
OT OAHOrO M3 pOAMTenein MyTaHTHbIM annenb X-XpOMOCOMbI, TO
BTOpas HOpPManbHas X-xpoMocoma aoyepu ByaeT KOMNeHCMpoBaTb
M3MeHeHuWe nepBoi XpOMOCOMbIl. B pesynbrate 3aboneBaHue de-
HOTMNUYECKN NPOSBNATLCA He ByaeT, AeBoyka 6yneT 340pOBOWM HO-
cuTenbHUUEn X-cuenneHHoro 3abonesaHuns. B HekoTopbix ciyvasx
MOTYT BbISIBNATLCS YMEPEHHbIE NPOsiBNeHMs 3aboneBaHus.
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Ecnu cbiH yHacnenyeT OT OAHOrO U3 poauTeNnen MyTaHTHbIN an-
Nnenb X-XpoMoCOMbl, TO, B OTCYTCTBMM HOPMAJIbHOIo annens X-xpo-
MOCOMBbI, CbIH ByaeT 60/IbHbIM.

Mpumep:

MNpuMepaMu X-cuenneHHoOro 3aboneBaHUs MOXET CNYXMUTb re-
Modunnmg, moiwedyHasa guctpodma [ioweHHa, CUHAPOM NOMKOM X-
XpOMOCOMbI. [1py TakOM TUNe HacnegoBaHMs BONEelT TONbKO MyX-
UMHbI, XXEHLMHbI SBASIOTCS 300POBbIMW HOCUTENbHMLAMM 3abone-
BaHMS.

Jk30M — 006MacTb reHoMa, BK/OYalollas BCE 3K30HbI, BECb
6enok-koanpywuin permoH reHoma. CoctaBnseT npumepHo 1% re-
HOMa YesnoBeka.

MNoscHeHns:

JK30M, KaK COCTaBHas 4acTb reHoma, obnagaet HauboJsblUen
UHPOPMATUBHOCTbIO MPU U3YYEHUWU MPUYMH HACNEACTBEHHbIX 60-
Nne3Hew: B 3k30Me HaxopaT ao 85% scex mytaumi (Cm.onpedeneHue
- [10/1HO3K30MHO€E CEKBEHUPOBAHUE).

Ha ceropHsAWHWI neHb, B MeauuMHe B BONbLWIMHCTBE Cly4vyaes
UCCNenyoT "KAUHUYeCcKUl 3Kk30M" — Ty 4acTb 3K30Ma, AN KOTOpOK
M3BECTHO K/IMHWYECKOE 3HAYEHME HANAEHHbIX B HEM U3MEHEHWM.
CekBEHMPOBAHME KJIMHMYECKOTO 3K30Ma SBASIETCS ONTMMAaibHbIM
UCCNefOBaHMEM, KOTOPOE BpAY-rEHETMK HA3HAYaeT MNaUMEHTY C
NnoJ03peHNEM Ha HAaCNeaCTBEHHOe 3aboneBaHume.

Jkcenpeccus 2eHa — 310 3PDEKTUBHOCTb (MHTEHCMBHOCTL) pa-
60Tbl reHa

MosicHeHMS: Tak e nog, 3KCnpeccnen NOHMMAtOT Npouecc pea-
mM3aumm  MHGoOpMaumMM, 3aKOAMPOBAHHOMW B reHe, B (PYHKLMO-
HanbHbIV NpoaykT — PHK nnu 6enok.
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OueHka 3kcnpeccMmM OHKOreHOB MO3BONSIET ONpPenenuTb npes-
pacrnonoXeHHOCTb MauMeHTa K paKy, a OLLEHKA 3KCMpeccun BU-
PYCHbIX 6€/IKOB — BbISIBUTb BUPYCHYIO MHMEKLMIO.

JKCNpeccuo reHoB MOXHO McCcnenoBaTb M Npu aHanuse kOHK
(Cm.onpedenerue - KomnnemenmapHas [JHK) y nauneHToB C yxe Bbl-
SBMIEHHbIMM MYyTauMaMK. TaKOW aHaNU3 NO3BONSET OMNpenenvTb U3-
MEHEHWUS B aAMWHOKUCIOTHOM MOC/NEeLOBaTENbHOCTM U3Yy4aeMoro
6enka n nx BO3MOXHOE BAUSHME HA pa3BUTHE 3aboneBaHmA.

InueeHemuydeckue usMeHeHUs — GYHKLMOHANbHO 3HAa4YMMble U3-
MeHeHus cTpykTypbl JHK, He cB3aHHble C U3MEHEHWEM UCXOAHOM
nocneposatenoHoctn AHK, Hanpumep, metunuposarme JHK.

MosSCHEeHUS: BaXXHOCTb INUreHETUYECKMX U3MEHEHMI ANs opra-
HM3Ma YesloBeKa 3aK/HYaeTcs B TOM, YTO OHU WM3MEHAKT aKTu-
BALMIO reHoB. «MonyaHue» reHoB-CynpeccopoB OMYXOAW U3Yy4yeHO
npv pa3BUTUU OHKONOrMYEeCKUX 3aboneBaHuii.

Ha cerogHAWHUI AeHb M3BECTHbl HECKOJIbKO 3aboneBaHui, Ko-
TOpble BO3HMKAKT M3-3@ HapyLUeHWs MEeTUAUMPOBAHMUS TEHOB, a
TaKXXe Mpu HapyLeHUIX UMNPUHTUHIA, YTO MOXET NMPUBECTU K pas-
BUTUIO FrEHETUYECKMX 3aD0NeBaHUN.

Mpumep:

Hanbonee M3BECTHbIM C/ly4aeM HapyWEHUS WMMMPUHTUHIA Y
yenoBeka SBNSETCS CMHAPOM AHrenbMaHa u cuHgpom [lpapepa-
Bunnu - ob6a cMHopoMa Bbi3BaHbl Aefeument 4actm XpoMocoMmbl 15.
3aboneBaHue, koTopoe ByaeT pa3BUBATLCS, 3aBUCUT OT TOTO, Hacne-
LYeTcs N1 reHeTM4yeckoe U3MeHeHue OT MaTepu unu otua pebeHka.
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TEPMWHbI, OTHOCALLMECA K TUMAM
FEEHETUYECKMX BAPUAHTOB

de novo (OT NaTUH. — «3aHOBO®) — FEHETUYECKOE WM3MEHEHME,
KOTOpOE BO3HMKO B OpraHu3Me BrepBble, T.e. He OblIo yHacneno-
BaHO OT poauTenen.

MosicHeHne: JaHHbIM TEPMUH MOXET NPUMEHSATLCS KaK K O4HO-
HYKNEOTUAHbIM FeHeTUYeCKMM BapMuaHTaM, TaK U K LLeNIbIM reHaM.

Ecnv naumeHT uMeeT BbISIBNEHHY de novo MyTaumio, 3HAYMT,
OH He YHAac/lenoBan ee HW OT ero MaTtepu, HM OT oTua. Takas My-
Taums BO3HMKNA B OpraHU3Me nauMeHTa BrnepBssble. 1511 Toro, 4tobsl
noaTBEPOMTb CTATYyC MyTaumm de novo, Bpay-reHeTMK HasHavaet
NpoBefeHNE TEHETUYECKOTO MCCIefOBaHNS 060MM poauTeEnsIM na-
LMEHTa.

OpHako, B OanbHEMWIEM TEHETUYECKOE WM3MEHEHWe de novo
MOryT yHacnegoBaTb OEeTM NaumeHTa. BepossiTHOCTL nepepaym Ta-
KOro reHeTMYEeCKoro nsmeHeHmns coctasmt 50%.

Bapuayus yucna konuii (Copy number variation, CNV) - cermeHT
[OHK, B KOTOpOM KOAMYECTBO ee KOMWIM pasnimMyaeTcs.

MoscHeHus: Bapuauumn yncna KOnNuM OTHOCSAT K CTPYKTYPHbIM
BapuaHTaM reHoMa (Cm.onpedenerue - CmpykmypHeil 8apuaHm 2e-
HOMQ@), KOTOpble Yalle BCero npeacraBfstoT coboi KpynHble ae-
neumMu u pynavkauuu. Pazmep oTamMuma B NOCNeO0BAaTENIbHOCTSX
OHK moxeT BapbmpoBaTb OT 1 TbiC. 4O HECKOJIbKMX MJIH. HYK/1€0-
™MAROB. X 0BHapyXMBalOT nyTeM cpaBHeHWs 2 U Honee reHOMOB
mexay cobor.

Bapuaumum uncna konuin MoryT NnpMBoAnUTbL K pa3BuTUIO 3abone-
BaHui (Cm.onpedeneHue - Mymauyus), 04HaKO, TOUYHbIA NPOLEHT CBSI-
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3aHHbIX C 3a60neBaHMAIMM BapMaLMM Noka TPYAHO paccymTaThb. M3-
BECTHO, UYTO HEKOTOpble BWMAbl paka CBSA3aHbl C MOBbIWEHHbLIM
YMCNIOM KOMWIA OnpeaeneHHbIX reHOoB.

femuszueomuelli - WMEWOWWUNA OOMH WIN HECKOSIbKUX TEHOB
TOJIbKO B OAHOW, BMECTO ABYX KOMUM.
[TosacHeHMe:

[laHHbIM TEpMUH XapaKTepu3yeT CoCTosiHMe annenen reHa (Cm.
onpedeneHue - Annenu) n OTHOCMTCA K C/yyalo, KOrga reH npeg-
CTaBMIEH TONIbKO OLHMM annesneM, BTOPOro ajfens He CyWecTBYET.
Hanpumep, MyXuuHbl B HOpME TFeMU3UIOTHbl MO OONbLWKMHCTBY
reHoB Ha X- n Y-XpoMOCOMax.

MaumeHT MOXeT ObITb FEMU3UIOTHLIM MO ONpPeLeNeHHOMY reHe-
TMueckomy BapuaHTty (Cm. onpedeneHue - [eHemudeckul eapuaHm),
€C/M yHacnepyeT OAMH anfienb reHa OT O4HOro U3 poamTenen, a ot
[Lpyroro poauTens ero He yHacnegyet. Hanpumep, naumeHT (Myx-
4yMHa) yHacnepoBan Mytaumio (Cm.onpedeneHue - Mymauus), pacno-
NOXEHHYK Ha X-XpOMOCOMe, OT cBoei Matepu (Cm.onpedeneHue -
X-cyenneHHoe HacnedosgaHue). B 3ToM ciyyae naumeHT aBnseTcs re-
MM3WUIOTHLIM MO MYTaLMMU.

leHemuyeckuli sapuaHm - reHeTuyeckoe nameHenme B HK mnu
PHK, BbisiBNeHHOe MNpM CpaBHEHWW MCCIeayeMOoro reHoma c 3Ta-
JOHHbIM FEHOMOM.

[NosicHeHUs: NOHATUE «reHEeTUYEeCKM BapuaHT» Ha cero-
OHAWHMI OeHb ynoTpebnseTcs B OTHOWeHUW u MyTaumi (Cm.onpe-
denerue - Mymauus), v nonumopdusmos (Cm.onpedenerue - lonu-
Mop@u3M). [eHeTUYecKMin BapmaHT MOXeT ObITb CBS3aH C 3aMEHOM
Kak ogHoro Hykneotupga B JAHK wnnu PHK uvenoseka (Cm.onpede-
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neHue - OOHOHYyKIeOMUOHbIL 2eHemuyeckull 8apuaHm), Tak W
6onbloro uncna HykneotupoB (Cm.onpedeneHue — CmpykmypHsil
8apuUAHmM 2eHoMma).

[lns Toro, YTo6bl BbISBUTL Y YENOBEKA ONpefeneHHbIN reHeTu-
YEeCKUI BapMaHT, y4yeHble MPOBOASAT CPaBHEHWME HYXHOM nocneno-
BAaTENbHOCTM rEHOMA KOHKPETHOro YenoBeKa C 3TaNIOHHON, Unn pe-
bepeHcHow nocneaoBaTeNbHOCTbIO (Cm.onpedenerue -
PegepeHcHas nocnedosamensHocms).

[eHOM Kaaoro yenoseka no Habopy reHeTMYecKMx BapMaHTOB
ABNSETCS YHWKaNbHbIM, @ HabopaMM reHeTMYeCcKUX BapWMAHTOB
NOAM OTIMYAKOTCS APYr OT Apyra.

[emepo3uzomHbIli - pasnuune B annensax AAs OLHOrO MM
HEeCKOJIbKUX FeHOB B FOMOJIONMYHbIX XpOMOCOMaXx

MNosicHeHue:

[laHHbIM TepMUH XapakTepu3yeT coCcTosiHMe annenen reHa (Cm.
onpedeneHue - Annenu). [eTepO3nUroTHbIM Ha3bIBAKOT TaKOe reHeTu-
4yecKoe U3MeHeHue, KOTOpoe NPOM30LLJIO TOJIbKO HA OJHOM U3 ABYX
annenewn, B OTIMYME OT FOMO3UIOTHOTO FEHETUYECKOr0 U3MEHEeHMUS
(Cm. onpedeneHue - lomo3u2omHeili).

MaumeHT MOXeT BbITb reTEpO3UroTHLIM MO OMpefeneHHOMY re-
HeTU4eckoMy BapuaHTy (Cm. onpedeneHue - [eHemuuyeckull ead-
pUAHM), eCiv yHacnepyeT pasHble annenu oT poauTenei: 0T O4HOro
W3 poauTenei - annenb C reHeTMY4eCKUM M3MEeHeHUeM, OT BTOPOro
poauTenst — annenb 6e3 reHeTMYeCKOro N3IMeHeHUS.

Ecnu reHeTuuyeckoe naMeHeHne de novo, T.e. He BbINO yHacne-
[oBaHO oT poautenen (CM. onpedeneHue - de novo), TO reTepo3unroT-
HOCTb XapaKTepu3yeT TOJIbKO JIOKaNM3auM U3MEHEHMS TONMbKO Ha
OOHOM U3 ABYX annenen reHa.
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[omM03u20mHbIl - UMEWNIA MOEHTUYHbIE annenn Ans OA4HOro
WJIM HECKOJIbKMX FTEHOB B FOMOMIOTMYHbBIX XPOMOCOMaAX.

MNosicHeHwWe:

[laHHbIA TEpPMUH XapaKTepu3yeT CoOCTosHMe annenen reHa (Cm.
onpedeneHue - Annenu). [OMO3UIOTHBIM Ha3bIBAKOT TaKOe reHeTuye-
CKOe M3MeHeHMWe, KOTOpoe NPOM30LWN0 Cpa3y Ha oboux annensix, B
OT/IMYME OT reTepO3UrOTHOIO reHeTUYeCcKoro n3MeHeHus (Cm. onpe-
deneHue - [emepo3uzomHeili).

MaumeHT MOXeT ObITb FOMO3UIOTHLIM MO ONpeaeNieHHOMY reHe-
TMYeckoMmy BapuaHTy (CMm. onpedeneHue - [eHemudeckul eapuaHm),
€CNn yHacneayeT OAMHAKOBblE anfnenn OnpeneneHHOro reHa oT
0boux poguTenen.

Ecnu reHeTMyeckoe naMeHeHune de novo, T.e. He 6bINO yHacne-
[loBaHO oT popuTtenei (Cm. onpedeneHue - de novo), TO FOMO3UroT-
HOCTb XapaKTepu3yeT TONbKO JIOKANM3aLMI0 M3MEHEHMS CPasy Ha
obounx annensax reHa.

KomnayHd-eemepo3ueoma — reTepo3MroTHOCTb MO ABYM
pa3HbIM MYTAHTHbIM afiensiM reHa, Yto 4acto ObiBaeT nmpu ayTo-
COMHO-peLeCccUBHbIX 3a60n1eBaHUIX.

MNosicHeHue:

TepMUH COCTOMT M3 ABYX 4actew: KomnayHd (om aHen.
compound- C0#HbIl, cocmasHol) U NOHAMUS «2emepo3uecomas, U
XapaKTepusyeT COCTOsiHUe annenen reHa (Cm. onpedeneHus — [eme-
po3u2omHeill, Annenu). KomnayHAa-reTepo3nroTaMm HasblBAKOT TakKoe
reHeTMyeckoe COCTOSHME, KOraa y naumeHTa cpasy ABa annens of-
HOro reHa HecyT pasHble MyTauuu. Takoe coctosiHue HabnwogaeTcs,
eC/n NauMeHT HacnepyeT OT KaxAOro U3 poauTenei no MyTaHT-
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HoMy annento. B atom cnydae, onga 6onesHn OyoeT XxapakTepeH
ayTOCOMHO-peLeccuBHbIM TMN Hacnenoanus (Cm.onpedenerue -
AymocomHo-peueccusHoe HacaedosaHue).

TepMUH «KOMNayHO-2emepo3u2oma» MOXET MPUMEHATLCA U B
TOM C/lyyae, eC/iM NauueHT yHacnenoBan OfHY MyTauMKo B reHe OT
OLLHOrO M3 poauTenen, a BTopas BO3HMK/IA B 3TOM e reHe de novo
(Cm. onpedenerue - de novo).

MucceHc-8apuaHm - OLHOHYKNEOTUAHOE reHeTuyeckoe Mu3me-
HeHue, KOTOpOe MNPUBOAMT K 3aMeHe TpunaeTa M KOAMPOBAHWIO
LpYro aMMHOKMCIOTBI.

MosicHeHwe:

MucceHc-BapuaHTbl TakXXe Ha3biBalOT HECUMHOHUMWYHbLIMU 3a-
MeHamu (Cm.onpedeneHue — HECUHOHUMUYHAS 3aMEHA HyKIeomuoa).
3aMeHa B N0CnenoBaTeNnbHOCTM aMUHOKMCIOT MOXET HE OKa3blBaTb
BAMSHWSA Ha QyHKUMO Benka, a MOXeT fenatb 6enok HedyHKUMO-
HanbHbIM. ECM y naumeHTa obHapyxeHa MucceHc-myTaums (Cwm.
onpedeneHue - Mymauyus), B 6ONbLUMHCTBE CNy4aeB 3TO NPUBOAMT K
HapylweHuto dyHKUMM onpeneneHHoro benka u pa3sutuio 3abone-
BaHMSA.

Mymayus - reHeTU4eckuit BapuaHT xpoMocomsl nnn AHK, ko-
TOpbIV CBA3bIBAIOT C pa3BMUTUEM 3ab60NEBAHUS.

MNosicHeHus:

CnoBo «MyTaLMa» NPOUCXOAMT OT NAaTUHCKOIO C/I0Ba, KOTOpPOE B
nepeBoAe O3HayaeT «MU3MeHeHue» WM «TpaHchopmauusay. My-
TauMs MOXET BO3HWKHYTb B OPraHU3Me YesioBeka M3-3a pas/iMyHbIX
HebnaronpuaTHbIX GaKTOPOB MM NepenaTbCsl emMy Mo HacneacTsy.
O6blyHO, MyTauMsl — pefKoe reHeTM4Yeckoe M3MeHEeHWe, KOTopoe
BbIABNSETCS Y MeHee 1% HaceneHus.
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MyTtaumm B IHK MoryT HapywaTtb @yHKLMKM Benka unmn npekpa-
WaTb CMHTe3 6enka, B pe3ynbrate 370 MOXET NPUBECTU K Pa3BUTUIO
3aboneBaHus. MNpu Nnogo3peHMn Ha HacneacTBeHHoe 3aboneBaHue
BpPay-reHETUK MOXET Ha3HauMTb MaumeHTy nposeperHue JHK-gua-
FHOCTMKW: MOWCK MyTauMiA B OMNpenesieHHOM TeHe, HEeCKOMbKUX
reHax unv reHome nauueHta. Ecan mytaums, BoisbiBatowas 3abone-
BaHWeE, VXK€ YCTAaHOBJ/IEHA, BPAY-TeHETUK MOXET Ha3HauYuTb MOMUCK
3TOM MyTauMM Y KPOBHbIX POACTBEHHMKOB MaUMEHTa AN OLEHKM
pUcKa pa3BuUTUS 3aboneBaHUs U TaKTUKKU JaNIbHENLErO NeYeHus.

HoHceHc-8apuaHm - OQHOHYKNEOTUOHOE TFeHeTuyeckoe u3me-
HeHue, KOTopoe NPUBOAUT YCEYEHHOMY, HEMONHOMY M 0BbIYHO He-
(dYHKLMOHaNbHOMY 6e/IKOBOMY NMPOAYKTY.

MNosicHeHue:

HoHceHc-BapuaHTbl  TakXke  Ha3biBalOT  CTON-BAapUAHTaMM.
HoHceHc-BapmaHnThl B JHK npuBoaaT K npexaespeMeHHOMY cTon-
KOOOHY B MaTpuyHoi PHK u K cuHTe3y ycedeHHoro 6enka. B pe-
3ynbTaTe C TakoW HapyweHHon uenu OHK 6ygeT npoucxogmtb
CMHTE3 0enka, KOTOpbI He CMOXET BbIMOMHATb CBOK (YHKLMIO.
Ecnn y naumeHTa obHapyXeHa HOHCeHC-MyTauus, B OONbLUMHCTBE
C/ly4aeB 3TO NPUBOAMT K noTepe GyHKuum benka n passutuio 3abo-
neBanus (Cm. onpedeneHue — Mymayus).

O0HOHYKNeomudHsbIl eeHemudeckuli gapuaHm (Single nucleotide
variant, SNV) - HacnenctBeHHOe M3MEHeHWe, CB3aHHOe C U3MeHe-
HMEM OLHOM Mapbl HykneotTuaoB. OQHOHYKNEOTUAHbIE BAapPWAHTLI
06bIYHO MMeIoT ToNbKO ABa annens (Cm.onpedeneHue - Annenu).

MosiCHEHWE: NOHATUE «BAPUAHT» (MO-APYroMy, «Bapuaums» (ot
NaT. variatio — M3MeHeHMe), YUTo YacTo Takxe ynoTpebnsercs B nu-
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TepaType) roBopuT 0 TOM, YTO MPOM30LWWN0 U3MEHEHUE B MOCIeno-
BAaTENbHOCTU HYK/JIEMHOBOW KMCNOTbl MO CPAaBHEHMUIO C 3TANIOHHOM
nocaenoBaTeNbHOCTbI0. BapmaHT OOHOHYKNEOTUAHbIA, 3HAUUT, U3-
MeHeHMe npousowno Tonbko B 1 Hykneotuge (OykBe) Hykneu-
HoBOW Kucnotbl. T.K. IHK coctomnt n3 gByx nocnepoBatenbHOCTeN
(oBOMHAs cnupanb), TO TaKOe reHeTM4yeckoe M3MeHeHne 1 Hykeo-
TMAQ MOXeT MPOM30OMTM KakK B oaHOM nocneposatenbHoctn [OHK,
Tak u BO BTOpOM. Ecnn Hykneotuapl M3MeHunmcb B obenx nocnego-
BatenbHocTax AHK, To roBopatr 06 M3MeHeHWW OA4HOM Mapbl Hy-
KNeoTuaos.

Mpumepsi:

MN3MeHeHWe HykneoTMaa MNpPOM30OLWAO0 TOMbKO B OOHOM Lenu
AOHK:

GCATCGCTACC

GCATAGCTACC

MN3MeHeHMe HykneoTuaa npomsoLwno B AByx Lenax JHK:

GCATAGCTACC

GCATAGCTACC

lonumopgusm — reHeTUYECKNn BapuaHT XpoMocomsl nnun JHK,
KOTOpbIA BCTpEYaeTcs y BCeX N0AEN WIM B OTAENbHbIX rpynnax
nojen.

MNosicHeHus:

CnoBo «nofMMopdu3M» NPoOMCXoamT OT ABYX rpeyeckmnx cCfos,
KOTOpble B NEPEBOAE 03HAYAOT KMHOTO» U «popmMay. T.e. Takou re-
HeTUYEeCKMI BapuaHT MOXeT ObiTb npeactaBneH pasHoiMu dop-
MaMW, MOXET 4acTo BCTpeYaTbCsl B reHOMax BCeX /oAen Wau
OTAENbHOM Trpynnbl NOAEN, HanpuMmep, OTAENbHOW HapOAHOCTU.
Jlokyc reHa cumTaeTcs noNMMOP@HbLIM, eCAU pefKui annenb uMeet
yactoty 1% unu 6onee.
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Monumop@u3am MoxeT BbITb CBA3aH C 3aMEHOM KaK OQHOMO Hy-
kneotnpa B OHK unmn PHK uenoseka (Cm.onpedeneHue — OOHOHY-
KAeomuodHsbIl 2eHemuy4eckuli 8apuaHm), Tak n BONbLIOTO YMCna Hy-
kneotnpos (Cm.onpedeneHue — CmpykmypHsil 8apUGHM 2EHOMQ).

[eHOM Kaxporo venoseka no Habopy nonumopdusMoB $B-
NnfeTcs yHukanbHbIiM. OTaenbHble NoAnMMopdu3Mbl HE MOryT Mpu-
BECTU K Pa3BUTUIO HaCNeacTBEHHOro 3abonesaHus. OgHako, Habop
nonnMopdun3MoB KOHKPETHOIO YenoBeKka MOXeT onpeaensaTb CBOM-
CTBA €ro opraHu3ma, HanpuMmep, ero OTBET Ha OMpeaeneHHoe ne-
KapcTBeHHoe cpencteo (Cm.onpedeneHue — @apmakozeHemuka).

CUHOHUMUYHAS 3aMeHa Hykneomuod / HECUHOHUMUYHAS 3GMEHA
Hykneomudd - n3amMeHeHne B nocneposatensHocT [IHK, koTopoe He
NpUBOAMT K 3aMeHe B aMUMHOKMC/IOTHOW NoC/edoBaTeNbHOCTH /
NPUBOLAWT K KOAMPOBAHMUIO APYrOM aMUHOKMUCNOTbI.

MNosicHeHWe: TeHeTUYeCKUn KOp, MMeeT CBOMCTBO BblIpPOXAEH-
HOCTU, T.e. OOHA M Ta e AMMHOKMC/IOTA MOXET KOAMPOBATLCS
bonee 4eM 04HUM KOAOHOM. EC/iM NpomnCXOOUT U3MEHEHUE OOHOMO
U3 Tpex HyKNeoTMaoB B Tpunaete (KOAOHE), TO U3MeHeHue B nocne-
[LOBATENbHOCTM aMMHOKMCNOT OyaeT npoucxoamTe He Bcerga. o
B/USIHUIO M3MEHEHMNS HYKNEOTMAA HA M3MEHEHMS AMUHOKUCIIOTHOM
Nnocief0BaTENbHOCTU BCE HYKIEOTUAHbIE 3aMEHbl MPUHATO HA Ae-
JIUTb HA CUHOHUMMYHbIE U HECUHOHUMUYHbIE.

Mpumepsl:

MpuMep CUHOHUMUYHOM 3aMeHbl HYKNEOTHUAA:

Tpunnet GTT v Tpunnet GTC OTAMYAKOTCS OOHUM HYKJTIEOTUOOM.
O6a Tpunneta KOAMPYIOT aMUHOKMUCIOTY BaJIMH.

MpuMep HECMHOHUMUYHOM 3aMeHbl HYKNeoTnaa:
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Tpunnet GTT u Tpunnet GCT oTAMYAKOTCA OLHUM HYKNEOTUOOM.
OpHako, Tpunnet GTT KOAMPYHT aMUHOKUCNIOTY BalWH, a TpUniert
GCT KoaAMpYOT aMUHOKMCIOTY anaHuH.

HacuutbiBatoT npumepHo 10 TbiC. reHeTMYECKMX BAPMAHTOB B
Koaupyowei obnactu reHomMa YenoBeKa, KOTOpble SBASKOTCS CUHO-
HUMWUYHBIMW 3aMEHAMM.

Cdsuz pamku cyumMbIBaHus — reHETUYECKUIA BapWaHT, 0bycnoB-
JIeHHbIN BCTAaBKOW MAM geneumen onpeneneHHoro 4ymcna Hykaeo-
Tmpos B [IHK.

MNosicHeHus:

MyTauma co CABMIOM PaMKKM CYMUTbIBAHMS MPUBOOMT K COMBKE
BCEW nocnenywolen HykneoTuaHou nocneposatensHocty B JHK,
KoTopas pacnonoxeHa nocne mytaumu (Cm. onpedeneHue - My-
mauyus). Yawe Bcero 310 npuBoguT K 06pbiBy uenu OHK. B pe-
3ynbTaTe C Takou HapyweHHon uenu OHK 6ygeT npoucxogoutb
CMHTE3 Benka, KOTOPbIA HE CMOXET BbIMOMHATb CBOK PYHKLMIO.

Ha cerofHAWHWI LeHb, MyTauMM CO CABWMIOM PaMKM CYUTbI-
BaHMS OBHApYXMBAIOT Y MHOMMX MALMEHTOB C HACNEACTBEHHbIMU
3aboneBaHmaMu. B HacToswee BpeMs y4yeHble [LeNnatoT MOMbITKMU
KOppPEeKTMpPOBaTb PaMKy CUYMTbIBaHWUS, 4To B OyayweMm 6OyaeT uc-
MoMb30BaHO AN NeYeHUst 6ObHbIX C TAKUMU MyTaLUAMMU.,

CmpykmypHbili 8apuaHm 2eHoMa — NoboOW reHeTMYecKui Ba-
PWaAHT, KOTOPbI U3MEHSET CTPYKTYPY XPOMOCOMBI.

MosicHeHWe: CTPYKTYPHbIMM CYMTAOT TAaKME BapuaHTbl rEHOMa,
KoTopble uMetloT pasmep ot 50 map Hykneotugos u 6onee (Cm.o-
npedenerue - Bapuayus yucna konud),  MOTyT OblTb NPEACTaBAEHbI
KaK:
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1) [pynavkauum: BO3HMKHOBEHME [OOMNOSIHUTENBHOM  KOMWK
yyacTka;

2) peneumu: yTpaTa y4acTtka;

3) MHBEPCUM: MOBOPOT y4acTKa 6e3 ero yTpatbl;

4) TpaHCIOKaUuK: NepeHoC y4yacTka C O4HOW XPOMOCOMBI Ha
Lpyryto.

BONbLWKWHCTBO CTPYKTYPHbIX BApWMAHTOB FeHOMa CBA3bIBAKOT C
HacnencTBeHHbIMKM 6one3HaMu. Ho He Bce MoaobOHble M3MEHEHMUA
NpUBOLSAT K pa3BUTHIO 3aboneBaHuMit. bbino ycTaHOBNEHO, YTO OKOJIO
13% CTpyKTYpHbIX BapMaHTOB reHOMa OBHApPYXMBAKOT Yy 340POBbIX
Nopen.

IKCnaHcus MpuHyKIeomuodHbIX N08MOpPO8 - NMOBbILEHHOE YMCNO
TPUHYKNEOTMAHbIX NOBTOPOB B nocneposatensHoctn AHK, nepena-
OLLMXCA MO HACNeACTBY OT O4HOMO MNOKONEHMS K LpYroMmy.

MNoscHeHWe: JKCnaHCMeW TPUHYKIEOTUAHbIX MOBTOPOB Ha3bl-
BAKOT TUMN FeHETUYECKUX U3MEHEHWM, KOTOPbIM CBSI3aH C Hapylwe-
HMeM cpasy Tpex HykneoTuaos B uenu OHK, Hanpumep, B nocneno-
BaTenbHocTM Tpex HykneotngoB CAG wmnm CGG. Takor Tumn
reHeTUYeCKUX U3MEHEHUI OTHOCAT K MyTauuam (Cm. onpedeneHue -
Mymayus), a yBennyeHme uncna NoBTOPOB CBA3bIBAKOT C bonee T4-
XenbiM TedeHMeM 3aboneBaHns U 6onee paHHWM BO3PACTOM Ha-
yana 3abonesaHus (Cm.onpedeneHue - AHmuyunayus).

[aHHbIA TMN MyTauMi BbI3bIBAET Takne 3aboneBaHus, kak 6o-
Nne3Hb XaHTMHITOHA, CMHAPOM JIOMKOM X-XPOMOCOMBI, MUOTOHMYE-
CKYI gucTpoguio.



TepMuHsl, Kacarowuecs NoOHAMUS «peHomun» 35

TEPMUHbI, KACAIOLLUECA MOHATUA «DEHOTUNM»

AHmuyunayus — 6onee paHHWI BO3pacT Havana 3aboneBaHus
n bonee TaKenoe TeyeHne 3aboneBaHusa B NOCIEAYOWNUX NOKONe-
HUAX.

MoscHeHue: MNoHgTHE KaHTMLMNALMS» CBA3bIBAKOT C YCUNEHUEM
BbIPQXXEHHOCTU CMMNTOMOB HacC/JeACTBEHHOro 3aboneBaHus, Mo
Mepe TOro, Kak OHO nepefaeTcs B psAy NOKONeHWn (0T poauTenen
K peTsMm).

MexaHM3M aHTULMNALMK XapaKTepeH [ANS HACNeACTBEHHbIX
bonesHer 3KCMAHCMM TPUHYKNEOTUAHbIX noBTopoB (Cm.onpede-
JleHUe — JKCNaHcusi mpuHyKaeomuOHbiX NOBMopos), Takux Kak 6o-
ne3Hb XaHTUHITOHA, MMOTOHMYECKAs AUCTPOdMS, U MpPOSBASETCS
MOBBILEHHbIM YUC/IOM TPUHYKIEOTUAHbIX MOBTOPOB B MOC/ien0Ba-
TenbHoctn [JHK.

leHemuyeckas accoyuayusi — CBA3b ONPeLENIEHHOro reHeTnye-
CKOro Mapkepa € NpM3HaKoM, KOTopas npegnonaraeT BAMSHUE AaH-
HOro reHeTUYeCKOro Mapkepa Ha natoreHes 3aboneBaHus.

MoscHeHune: MapkepaMu MOTyT BbITb reHeTUYECKUE U3MEHEHUS
B8 JHK, yawe Bcero 310 OAHOHYKNEOTUAHbIE FEHeTUYEeCKMe Bapu-
aHTbl (Cm.onpedeneHue — OOHOHYKIEOMUOHBIL eeHemuyeckul 8d-
puaHm), ¢ U3BECTHbIM PACMONOXEHMEM HA XPOMOCOME. [eHeTu4e-
CKMe  Mapkepbl MOFyT TMNOMOYb CBfI3aTb  HacC/NenCTBEHHOe
3abonesaHne C OTBETCTBEHHbIM FeHOM. VX Takxke MCNOoNb3ylT A
OTCNIEXMBAHUST HAC/IELOBAHUS COCEAHEro reHa, KOTOpbIM elle He
6bl1 MAeHTUOULMPOBAH, HO NPUBAU3UTENIBHOE MECTOMONOXEHUE
KOTOpOro M3BECTHO.
[ng v3yyeHus reHeTMYEeCKMX accoumaumin Ans KOHKPETHbIX 3a60-
NeBaHUM NpoBOAAT TECTUPOBAHME, KOTOPOE HOCUT Ha3BaHwue [lon-
HOreHOMHOro noucka accoumnaumuin (Cm.onpedeneHue - [losHoee-
HOMHBbIU nouck accoyuayud).
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KomnnekcHoe 3abonesaHue — 3aboneBaHwe, NMPUYMHOM KOTO-
poro SIBNSIETCS COYETAHME TFEHETUYECKMX M3MEHEHWM C BKALOM
(DaKTOpPOB OKpYXatoLlen cpeapbl.

MosicHeHne: Takne 3aboneBaHns 0b6yCNOBNEHbI FTEHETUYECKUMU
W3MEHEHMSIMU CPasy BO MHOIMMX reHax. Mx elle HasbiBaOT My/bTU-
(aKTOpManbHbIMU, UM NOJIMTEHHBIMM, B OTIMUME OT MOHOIEHHbIX
3abo0neBaHuWi, BbI3BAHHbIX MyTauuMsaMuM B OQHOM reHe (Cm.onpede-
neHue - MoHozeHHoe 3abonesaHue). B nocnepHee pecatunetue
OblJ10 NPOBEAEHO MHOXECTBO MCCNELOBAHUM, KAaCAOLWMXCA TEHETH -
YeCKOW OCHOBbI MyNbTU(AKTOPUANbHbIX 3ab0neBaHuUM.

MpuMepoM KoOMNAEKCHbIX 3a60neBaHWUi MOMYT CAYXUTb ULe-
Muyeckag 60ne3Hb cepfLa, OHKONOrMYeckne 3abonesaHus, Anabert.
Takne 3abonieBaHUs 4aCTO BCTPEYAKTCS B CEMbSX, OOHAKO, MX
CNIOXXHO OXapaKTepu3oBaTb OMpeneneHHbIM TUMOM HacC/iefoBaHUS.
(MaKTOpbl OKPYXKatoLLEN Cpeabl, KOTOPbIE BHOCAT BKNA4 B pa3BuTUe
WK, HA0OOPOT, CHUXKEHNE PUCKOB KOMMIEKCHbIX 3aboneBaHui —
3T0 aKTopbl 06pa3a XM3HU (CTpecc, NuTaHue, u3myeckas aKTUB-
HOCTb) U MeAMUMHCKMe (MpueM NekapcTB, XMpypruyeckme BmeLla-
TeNbCTBA).

MoHoeeHHoe 3abosesaHue — 3aboneBaHue, BbI3BAHHOE OLHOM
WSIM HECKOJIbKUMM MYTaLMAMKU B OLHOM TeHe.

MosicHeHue: PasBuTHe MOHOFEHHOro 3aboneBaHus
(oT rpey. ménos - eOMHCTBEHHbLIN) Yy YenoBeKa MOXeT BO3HMKaTb
npyv MyTaumsax TONbKO OLHOro reHa. Ha cerogHsIWHWMA A€Hb, W3-
BecTHbl okosio 5000-8000 MoHoOreHHbIx 3aboneBaHui. Ona yactu
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3a00Nn€eBaHMIM  M3BECTHbl  ACCOLUMMPOBAHHbIE C HUMU  TEHbI,
HanpuMmep, NpuM MyKOBMUCLMAO3E OOHAPYXMBAKOT MyTauuu B reHe
CFTR.

lleHempaHmMHoOCmMs - 4acToTa (B NPOLLEHTAX), C KOTOPOM reH uau
KOMOMHALMS reHOB NpOosIBASIOT cebq B heHOTUNE HOoCUTENEN.

MNosicHeHue: lNoHATME «NeHeTPaHTHOCTb» MPUMEHUMMO U K 4ye-
NoBeKy. 3TO A0NS NOLEN C onpeneneHHbIMU reHeETUYECKUMU n3Me-
HEHUSIMU (Hanpumep, MyTauueihn B KOHKPETHOM TreHe WAu B
HECKONbKMX reHax), y KOTOpbIX eCTb NMPU3HAKM OnpeneneHHoro re-
HeTuyeckoro 3abonesaHus.

MonHas NeHeTpaHTHOCTb — 3TO pa3BUTME KOHKPETHOro 3abone-
BaHMs abCONOTHO Y BCEX HOCUTENEN onpeaeneHHbIX MyTauun. Ecim
y HEKOTOPbIX N0AeN C MyTaumMsaIMu He pa3BMBAOTCS MPU3HAKKM 3a-
6oneBaHus, cuMTaeTcs, YTo 3aboneBaHne UMeeT NMOHUXKEHHYH (Mn
HEeMNoJIHYH) NeHeTPaHTHOCTb.

3HaHMe O MEeHETPAHTHOCTM ANS onpeneNneHHoro 3aboneBaHus
NMoMoraeT BpayaM B onpefeneHumn TakTUKU reHeTUYeCcKoro TeCTupo-
BaHMS U NIeYeHUs naumeHTa.

lneliomponus — aBneHWe, Npu KOTOPOM MyTauuu B reHe npu-
BOAST K BO3HMKHOBEHUIO MHOXECTBEHHbIX 3(P(HEKTOB Ha ypoBHe
deHoTMMA.

MoscHeHue: MNMnenoTponums BbipaXkaeTcs B CMOCOOHOCTU OAHOTO
reHa B/IMATb HA HECKONbKo heHOoTUNMYeckux npusHakos. CBs3b
MeXAY 3TUMU MPU3HAKaMMU MOXKET Ka3aTbCs HeoUYeBWOHOM, OAHAKO
OHa MOXeT 6bITb CneundUYHOM ANg KOHKPETHOro 3aboneBaHus.

Hanpumep, naumeHTbl ¢ GeHUAKETOHYpUEN, aCCOLMMPOBAHHOM
C MyTaumamu B reHe PAH (beHunanaHUHrMAPOKCMNA3bl), UMetoT
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CHWKEHHYH0 MWIMEHTaUMI0 BOMOC M KOXW B AOMOSHEHUE K YM-
CTBEHHOW  OTCTaNIOCTW,  BbI3BAHHOM  TOKCMYECKMM  YPOBHEM
deHnnanaHmHa.

MexaHu3M naenoTponuu CBS3aH C TEM, YTO reH KoAaupyeT
6en0K, KOTOPbIN Yy4acTBYET BO MHOMMX NpOLEeccax, MpOUCXOAsLWNX B
KneTke.

MeHokonus - HeHacnencTBEHHOE M3MeHeHWe deHoTuna (Bbl-
3BaHHOe 0COObIMU YCNOBUSMM OKPYXKaloLen cpeapbl), UMUTUPY-
lowee aHanornyHbole GeHoTun, 06YCNOBNAEHHbIM MyTaumMen B onpe-
[LeNeHHOM reHe.

MNMosicHeHne: B mMeguumHe deHokonuM — 3TO  HeHacnea-
CTBEHHblE H60NEe3HU, CXOAHbIE C HACNEACTBEHHbIMU, DEHOKOMNUA HU-
KOrga He nepenaeTcs Mo HacNeacTBy, T.K. Yy NaUMeHTa HeT u3Mme-
HEHUSI B FeHOME.

(MeHoKOMMS MOXeT pa3BUTbCS MpU OnpeneneHHbiX (pakTopax
OKpY)Xatlowwen cpepbl, HanpmMMep, ToKCMYeckmx. B cnydae, ecan ux
[LefcTBMe nNpekpalaeTcs, TO NaLMeHT cHoBa bynet uMeTb GeHoTUn
3[,0pOBOro YenoBeka.

Hanpumep, npu npuemMe HEKOTOPbLIX NEKapCTB MOryT Habntwo-
[aTbCs U3MEHeHUs Ha 3nekTpokapauorpamme (3Kl yenoseka, xa-
paKkTepHble A8 HACNeLCTBEHHbIX HapylweHWi puTMa cepaua. MNpu
npekpalieHun npuema Takux nekapcrs, JKI 6ynet Bo3BpawaThCs B
HOpMY.

®eHomun - HabnopgaeMble CBOMCTBA (CTPYKTYPHbIE U DYHKLMO-
HaNbHble) opraHuM3ma, obpa3oBaHHble B3aUMOAEWCTBUEM MEXAY
reHoTunoM (Cm.onpedeneHue - 2eHomun) OpraHn3amMa u pakrTopamu
OKpYXaloLLen cpeabl.
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MosicHeHWe: noHsTUE «deHOTUN» ONpenenseT BHELHe Bblpa-
YKEHHbIE YepTbl UM XapaKTEPUCTUKM YeloBEKA. DTO HE TOMbKO LIBET
rnas unm Bonoc. Cumntombl 3abosieBaHUs y MNaLMEHTa, pa3BMB-
lMecs K onpeneneHHOMY BO3pacTy, TOXe aBASTCa GeHoTunuye-
CKMMW NPU3HaKaMu, NO KOTOPbIM Bpay yCTaHaBAMBAET AMarHo3 na-
LMEHTY.

Mpumep:

IOns naumeHToB ¢ cuHapomom [xepeenna — JlaHre-HunbceHa,
obycnoBneHHoIM MyTaumamu B reHe KCNQI vnm coyeTaHuem My-
Taumii B reHax KCNQI1 v KCNE1, xapakTepHbl (eHOoTUNMYeckne
nposiBNeHns 3aboneBaHMs: COYETaHWE Y MALMEHTA BbIPAXKEHHOMO
yonuHeHus uHtepeana QT Ha KT (cBbiwe 500 ™mc) u  pBycTo-
POHHEN BPOXAEHHON HEMPOCEHCOPHOM MYXOThbl.
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TEPMWHbI, OTHOCALUMECA K CEKBEHUPOBAHUIO
HOBOI'O NMOKOJIEHNA

nybuHa npoumeHus - YNCNo pas, KOTOPOE HyKJ1eoTua, 6bin npo-
YyMTaH B NpoLLecce CEKBEHMPOBAHMS.

MNosacHeHWe: B npouecce CEKBEHUPOBAHWS HOBOIO MOKONEHMS
KaXKObIM HYKNEOTUA «YMTAETCS» HECKONbKO pas. B 3akntoueHun no
CeKBeHMpoBaHMio obpasua OAHK nauueHTa, KOTOpoe BblAAET Nauu-
€HTY Bpay-reHeTuK, 0bbI4YHO MPUBOAMTCS CpeaHee 3HaYeHue B pac-
yeTte Ha Hykneotug — 06biyHO 20x mam 100x. Takoi nokaszaTtenb
HeobXxoAMM ONg OLEHKM KayecTBa MOKpbITUS. Bpay-reHeTnk MoxeT
onpenennTb, HACKOMbKO [LOCTOBEPHO BbISIBI€HHbIA FEHEeTUYeCKUi
BapWaHT npencrasneH B obpasue JHK nauyuneHTa.

Inybokoe cekseHuposaHue — CEKBEHUPOBaHWe, B pe3ysbTaTte Ko-
TOporo obuiee KOAMYECTBO NPOYMTEHMIA BO MHOrO pas3 MNpeBbllaeT
LNIMHY MccnefyemMown HyKNeoTUAHOM NocaenoBaTelbHOCTM.

MosicHeHne: B npouecce rnybokoro CekBeHMpPOBAHMS MPOMUC-
XOAMT NPOYTEHUE HYKNEOTUAHOW NOCNeA0BaTENbHOCTU COTHU U Tbl-
caumn pas. [nybokoe cekBeHMpOBaHMe — 3T0 oauH 13 Tunos Cekse-
HUPOBAHWNA HOBOro nokoneHus (Cm.onpedeneHue - CekBEHUPOBAaHUe
HOB020 NOKOJIEHUS), KOTOPbI NO3BONSET UCCef0BaTENIM aHaNU3U-
poOBaTb OJHOHYKNEOTUAHbIE reHEeTUYECKMEe BapMaHTbl U Hebonblune
BCTaBKM/OeNeuun, a TakxkKe BbISIBNSTb pefKkMe TuMbl PakOBbIX
KNEeToK, coctasnsawowme Bcero 1% ot mcxomHoro obpasua. Boise-
NEHME MHOXECTBEHHbIX HYK/IEOTUAHbIX 3aMEH, Aeneumin U UHbIX
abeppaumii B CTBONOBbIX KNETKaX Y NaLMEeHTOB OHKOreMaTtonoruye-
CKOro Npodusa CTaHOBUTCA BCe 6osiee pacnpoCTPAHEHHBIM.

Takke nNpvMeHeHMe TEXHONOrMu ryboKoro CeKBeHMpPOBaHUS
[ano BO3MOXHOCTb Y4YEHbIM YCTAaHOBUTb MNOC/NEA0BaTENbHOCTb
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KaXXpon otpenbHoi nocneposatenbHoct PHK, Hanbonblee pas-
HooOpasne KOTOpbIX MPUXOAMTCS Ha FONOBHOM MO3r U NEXWUT B
OCHOBE NaMSTU, KOTHUTUBHbIX PYHKLMIA M NOBEAEHWNS YENOBEKA.

lMokpsimue - cpegHee YWCO MPOYTEHUM HYKNEeoTUAOB, Npen-
CTaBJIEHHbIX B UCCNEAYEMOM NOCNEA0BATENBHOCTH.

MNosicHeHwue:

MokpbiTvem npu CekBEHUMPOBAHUM HOBOrO MokoseHus (Cm.o-
npedeneHue - (eKBeHUPOBAHUE HOB020 NOKOJEHUS) Ha3blBaOT
cpegHee YMCI0 MPOYTEHUM ydyacTKa HYKNEOTMAHOM KMCNOTbI, KO-
TOpoe CpaBHUBAKT C pedepeHCHON nocnenoBaTeNnbHOCTbH (CMm.o0-
npedeneHue - PegepeHcHas nocnedo8amenbsHoCme) reHoMa 4eno-
BeKa.

Mpu Hebonbwom nokpbiTun obpasua AHK nauymeHTa yactb mc-
cnegyemMom HykieoTMgHoM 061acTM OCTaeTcs «HENPOYMTAHHOMY.
Bpau-reHeTk MOXeT Ha3HaYMTb NaLMEeHTY LONONHUTENIBHOE CeKBe-
HMPOBaHWE MNNIOXO MPOYMUTAHHLIX 0BNacTe Mpu MOAO3PEHUM HA
onpenenieHHoe HacnencTBeHHOe 3aboneBaHue.

lonHozeHoMHoe cekseHuposaHue (Whole-genome sequencing,
WGS) - nabopatopHasg npoueanypa, B pe3ynbrate KOTOpon mccieno-
BaTenb onpefenseT noaHy nocnenosatensHocTs [IHK reHoma op-
raHM3ma 3a OAMH pas.

MNosicHeHue: MonHOreHOMHOe CEeKBEHMPOBAaHMWE, KaK OAWMH U3
meTonoB CekBeHMpPOBAHUA HOBOro nokoneHus (Cm.onpedeneHue -
CeKkBeHMPOBAHME HOBOMO TOKOJEHUS), MO3BOASIET «MPOYMTATbLY
BeCb reHoM 4enoBeka. [lepBble reHOMbl YenoBeka 6buM pacumnd-
poBaHHble 3TUM MeToaoMm B 2007 roay.

JTa MeToaMKa, paHee MCNoJb3yeMas yY4eHbIMU TONbKO AN UC-
Clef0BaTeNbCKUX LeNiei, cemyac akTMBHO MCMONb3YeTCs B KAWHWU-
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yeckoi npaktnke. OHa NO3BONSIET aHaNM3MPOBATb FEHETMYECKMe
M3MEHEHMUS B TEX PEMMOHAX FEHOMa, KOTOpble OCTAKTCS HEUCCNEeao-
BAaHHbIMM NpU  npoBeaeHnn [10/IHOIK30MHO20 CEKBEHUPOBAHUS
(Cm.onpedeneHue - [10/1HO3K30MHOE CeK8eHUPOBAHUE) U MOMOraeT
Bpayy-reHeTUKy NoCcTaBUTb NPaBUbHbIA AMArHO3 MALMEHTY.

Kpome TOro, nofHOreHOMHOe CEKBEHWPOBAHME MCMOb3YETCS
y4YeHbIMU 019 npoBeneHus [1osHo2eHOMH020 noucka accoyuayuli
(Cm.onpedenerue - lMonHo2eHOMHbIL NOUCK accoyuayudi).

lonHosk3oMHoe  cekseHuposaHue (Whole-exome sequencing,
WES) - MeToOMKa CEKBEHMPOBAHMS BCEX IKCMPECCUPYEMbIX FEHOB B
reHOMe, U3BeCTHbIX KaK 3K30M.

MosicHeHune: NNONHO3K30MHOE CEKBEHMPOBAHWE - OAMH U3 Me-
TopoB CekBeHMpOBaHMS HOBOro nokoneHus (Cm.onpedeneHue - Ce-
K8EHUPOBAHUE HOB020 NOKO/MEHUS). Llenb NONHO3K30MHOMO CeKBEHU-
POBaHUS - UAEHTUPUKALUS TEHETUYECKMUX U3MEHEHUI TONTbKO B TEX
HYKNEe0TUAHbIX NOCNeA0BaATENbHOCTSX FEHOMA YenoBeka, KoTopble
MOryT ObITb CBfi3aHbl C WM3MEHEHMSIMM B NOCNEA0BATENbHOCTAX
6enka.

MN-3a cHWxXeHMs GUHAHCOBLIX 3aTpaT M obbema nonyvyaemonm
WMHPOPMaLMM NO CPABHEHMIO C CEKBEHMPOBAHWEM MOMIHOIO reHoMa
(Cm.onpedeneHue - NonHO2eHOMHOE CEKBEHUPOBAHUE), LAHHAs MeTO-
[MKa HaxoauT 6onbliee MpUMEHEHUE B KIUHUYECKON NPaKTUKKU U
nMoMoraeT Bpayy-reHeTuKy MoCTaBUTb NPaBWbHbLIM AMArHO3 nauum-
eHTy. Bpay-reHeTnk MOXeT Ha3HauUTb NaUMEHTY NpoBeAeHUe Non-
HO3K30MHOMO CEKBEHWPOBAHWS MpuM MOJO3PEHMM Ha Hacsen-
CTBEHHOE  MOHOreHHoe  3aboneBaHue  (Cm.onpedeneHue -
MoHozeHHoe 3a60nesaHue).

PegpepeHcHas  nocnedosamenbHOCMb  —  3TANIOHHAA, WM
KOHTPO/bHas, NoC1eA0BaTe/IbHOCTb.
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MosicHeHne: PedepeHcHas nocnenoBaTeNbHOCTb, Kak 3Ta-
NOHHAag nocCnefoBaTeNbHOCTb A9 CPaBHEHWUS, UCMONb3yeTcs BO
BCEM MWpE MPU CEKBEHMPOBAHUM HYKNEMHOBbLIX KMCNOT KOHKPET-
HOro yenoseka. PedepeHCHbIV reHOM YenoBeKa NoAAep>KMBAKOTCS
u copepuweHcTBytotca  KoHcopumyMoM  PedepeHcHoro [eHoMa,
rpynmnoM Yy4yeHbiX M3 PasMyHbIX HAYYHO-UCCELOBATENbCKUX
WUHCTUTYTOB.

Ha cerogHsWHWM aeHb, pedepeHCHON NnocnenoBaTenbHOCTbIO
OHK reHoma u4enoBeka CuuMTalOT nNOCNEAOBATENbHOCTb 37-0M
cbopku, cocToawen M3 pacwmdpoBaHHbIX MOCAEN0BATENbHOCTEN
OHK 13 nopen.

CekgeHuUposaHue  HO8020  NOKOJIEHUS (Next-generation
sequencing, NGS) (Takxxe HOCUT Ha3BaHMEe BbICOKONPOW3BOAMUTENb-
HOFO CEKBEHUPOBAHUS) — 3TO TEXHONOrusl, KOTopas no3BonseTr
pacwundpoBaTth MOC/NeLOBaTENbHOCTb HECKOJIbKMUX T€HOB WM Le-
NOro reHoMa MauMeHTa 3a oagHy nabopaTopHy npoueaypy.

MNosicHeHue:

[aHHas TexHonorms 6bina Ha3BaHa TaK M3-3a BbICOKOM MpPOM3-
BOOMTENBHOCTM M MacwTaby nosyyaemblX AaHHbIX. BO3MOXHOCTH
[LaHHOM TEXHONOTMM MO3BONSIKOT YYEHBIM U BpavyaM-reHeTUKaM aHa-
NIM3MPOBATb OT HECKO/bKMX A0 LECATKOB M COTEH FeHOB NauMeHTa.

Ecnn Ha pacwwmdpoBky reHoMa 4enoBeka MeToLOM MpsSIMOro
cekBeHnpoBaHuna no CeHrepy notpebosanocb 10 net, To CekBeHM-
pOBaHWE HOBOrO NOKONIEHUS NO3BONSET paclundpoBaTb reHOM 3a
OOMH AeHb. TakMM 06pa3oMm, BHeOpeHME 3TOM TEXHONOrMW yBe-
NIMYUNO CKOPOCTb, @ TaKXKE CHU3MNO CTOMMOCTb CEKBEHMPOBAHMSA
OHK.

TapeemHoe cekgeHUpOBAHUe — BapUaHT rNybOKOro ceKBeHUpo-
BaHug MLLP-npoaykToB ANg aHanM3a reHeTMYeCckKMX BapuaHToB.
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MoscHeHWe: TapreTHoe CeKBEHWpPOBaHWE SBASETCS LUene-
HanpaB/feHHbIM NOAXOAOM ANS1 aHaNM3a reHETUYECKUX BapMAHTOB
B OMNpedeseHHbIX reHax U perMoHax reHoMa. K TapreTHoMy cekBe-
HUPOBAHWUIO OTHOCSAT CEKBEHWMPOBAHME MalblX MaHenei reHos, Co-
CTAaBNEHHbIX M3 NOC/EA0BATENbHOCTEN NUWb HECKONbKMX TEHOB.
TapreTHoe CeKBEHMpPOBAHME MO3BOASET MOMYUYNTb M MPOAHANMUZU-
pOBaTb He TaKoW 6ONbLWON 0ObEM AaHHbIX, KaK MOMHOrEHOMHOE
WM NOMIHO3K30MHOE CEeKBEHMpPOBaHWe. Bpay-reHeTMk MOXeT Ha-
3HauWTb NaLMEHTY NPOBEAEHME TAapreTHOro CEKBEHWPOBAHWE Mpw
NoA03peHUN HA HaceacTBEHHOe MOHOreHHoe 3abonesaHue (Cm.o-
npedeneHue - MoHozeHHoe 3a60/1€8aHUE).
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MHOOPMALIMOHHBIE UCTOYHUKA

1. CnoBapb re"Hetnueckux tepmuHoB EuroGentest. ubopmanys
IJISL TTALMEHTOB Y YJIEHOB MX CeMeIl.

ITepeBop Ha pyc.g3.: A.M.H. 3akis3bmuHcKas E.B., k.m.H. KypHu-
koBa ML.A.

http://www.eurogentest.org/fileadmin/templates/eugt/leaflets/pdf/
russian/Genetic_Glossary

2. Kpatkuit cyioBapb reHetnueckux TepmmHoB LII'PM «['eHeTnko»

https://genetico.ru/stati/osnovnyie-geneticheskie-terminyi

3. AHMMAIIMOHHBIN BUIEOPOJIUK «Mosi nocredosamenvbHOCMb 2e-
HoMa»

Great Ormond Street Hospital, London, UK

https://www.youtube.com/watch?v=sn3_FIEbeQU


https://www.youtube.com/watch?v=sn3_FlEbe0U
https://genetico.ru/stati/osnovnyie-geneticheskie-terminyi
http://www.eurogentest.org/fileadmin/templates/eugt/leaflets/pdf/russian/Genetic_Glossary
http://www.eurogentest.org/fileadmin/templates/eugt/leaflets/pdf/russian/Genetic_Glossary
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