Pcr.news: «ATaka JIO?KHBIX POJACTBEHHHKOB» MO3KET B3JIOMAaTh reHETHYE CKHE
CepPBHCHI

CaiiTpl, Ky/1a NI0JIb30BaTEJIN CAMH 3arpy’KalT reHeTHYeCcKyIo HH( 0pManuio, HanpuMep, JJist
reHeajJornyeCKnx HCcJie 0BaHuil, MOTYT ObITh YSI3BHMBI JIUISI XaKepPoB. 3JI0YMbIILI€HHUK,
3arpy3uBIIHI HA TAKOM caliT 4y’KHe JaHHbIE€ U3 OTKPBHITOI0 J0CTYyNAa WIH HCKYCCTBEHHO
CKOHCTPYHPOBAaHHbIE «YYACTKH I€eHOMa», MOJYYHT HH(OPMALHIO 0 TeHeTHYeCKUX 0C00EeHHO CTAX
«POJCTBEHHHKOB», B TOM YHCJIe CBAA3AHHBIX CO 3/I0POBbEM.
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I'eHeTHUECKUE TECTHI «HAMIPSIMYIO K mOTpeduTemo» (direct-to-consumer, DTC) HaOupaoT MOIMTYyJIAPHOCTD IO Mepe TOro, KaK JeneBeloT
texHoytornu uccnenopanus JJHK. B 6azax nsatu Haubosiee KpYyIMHBIX KOMIIAHUE yKe ceiiyac MPUCYTCTBYIOT TaHHBIE Oojiee 26 MITH
yesioBek. Cpeliu ycIyr, KOTOpbIe MPeIOCTaBIAI0T TaK1e KOMIIAHUM, OJJHA U3 CaMBbIX TOIMYJISIPHBIX — MOUCK POJICTBEHHUKOB; MIPY 3TOM
4aCTO €CTb BO3BMOXKHOCTD IMOJYYUTh HE TOJILKO IOJIHBIE UMEHA HOTeHLlI/Ia.HbHOIjI POOHH, HO U KOHTAaKTHBIC JaHHLIC. Bo MmHorux ciryvdadax
MOJIb30BaTENb He 00513aH MPUChUIATh 00pasel] CBOero OMoMaTepuaa, a MOXeT CAMOCTOSTEIbHO 3arpy3UTh HA CAUT CBOU F'€HETHUYECKHUE
JaHHBIE, HAIIPUMED, TOJIyYeHHbIE B IPyroil KOMITaHWH.

Maiikn 9mx u I'pam Kyn n3 Kanudophuiickoro yHusepcurera B [I9BHCe ONMUCHIBAIOT TPU CIIOC00A, KOTOPbIE TEOPETHYECKH TTO3BOJISAIOT
YeJIOBEKY C JypHbIMHI HAMEPEHUSIMH TOJIYIUTh JJOCTYM K JAHHBIM JPYTHX JIOAEH, B TOM YHCIIE K aJUIEIbHBIM BapHaHTaM,
acCOIMMPOBAHHBIM ¢ Oosie3HsAMHU. Bce Tpu ataku, onmcaHHbIE B MX CTaThe, OMyOIMKOBaHHOM B eLife, MokeT ocyIecTBUTh JII000MH, KTO
o0JiajaeT 3HaHUSIMU B 00J1aCTH T€HETUKU 1 OMOMH(POPMATHKH.

Bo Bcex Tpex ciydasx aBTOpbI UCHOJIb3YIOT MOHATHE CETMEHTOB, UAEHTUUHBIX MO cocTosiHUIo (identical-by-state, IBS), To ecTh Takux
CErMEHTOB, MOCJIeJOBATEIbHOCTY KOTOPHIX OJIMHAKOBBI WJIM CXOJHBI Y IBYX Jmojieil. IBS MoryT ObITh (HO MOTYT U He OBITB)
UICHTUYHBIMHU 10 TiporcxoxaeHuio (identical-by-descent, IBD), To ecTh yHaC/IeOBaHHBIMU OT OOIIETO MpeaKa. AJITOPUTMBI
reHeaJOrMYecKiX CepBHUCOB MIYT TAKHE YYaCTKU B FEHOMAaX IOJIb30BaTelNeH, O pe3ysIbTaTaM MOMCKA JIeNaloT MpeaBapUTeIbHbIe
BBIBOJIBI O POJICTBE U MPEJOCTABIAET KJIMEHTaM COOTBETCTBYIONIYIO HH(OPMAIIHIO, YACTO M O TOM, KaKie KOHKPETHO YYaCTKU T€eHOMOB
coBrnayy. Dk 1 Ky mokasanu, Kak 3TUM MOET BOCIIOJIb30BAThHCS 3JI0YMBIIIITIEHHUK.

I[MepBbiii ciocod — «3amortenue», win IBS tiling: Ha caiiT 3arpyXaioTcsi MHOKECTBO peajibHbIX TEHOTHUIIOB, B3SIThIX U3 OTKPHITHIX
MCTOYHUKAX. [JIsl KaX/IOro U3 TeHOTHUIIOB CEPBHUC BBIIAET COOTBETCTBHS, U, COTIOCTABUB PE3YJIbTATHI [0 BCEM '€HOTHIIAM, MOXHO
co0Oparh O KyCOUYKaM 3HAYUTENBHYIO YaCTh TeHOMa KOHKPETHOTO JIUIA U3 Oa3bl JaHHBIX.

Bropoii cnioco6, «30u1» (IBS probing), Ha3saH no ananoruu ¢ Merogom JJHK-rubpruanzanmm — ncrob30BaHEM MEYEHOTO
(pparmenrta [JHK, 4roObl HaiiTh B 00pa3iie KOMITIEMEHTAPHBIA y4acToK. B 3TOM ciyuae 3arpykaioT NCKyCCTBEHHYIO
nociepoBareasHocTs JHK: oHa copepxut HHTEpecyIoIMil Xxakepa caiiT (Hanpumep, ajljiellb, aCCOLMUPOBAHHBINA ¢ O0JIE3HBIO
Anb1reiiMepa), OKpyKEeHHBIH CTIeLMaIbHO CTeHEPUPOBAHHBIMU MOCIIEI0BATEILHOCTSAMH, B KOTOPBIX 3aBeIoMO HeT IBS-cermMeHTOB ¢
peanbHbIMU reHoMamu. Takum o6pa3omM, Bee JIMla, HafiJeHHbIe TIOUCKOM 110 0a3e JaHHbIX, UMEIOT 3TOT aJljIelb, U, CIeJOBATENbHO,
NPepacroIokeHHOCTb K 3200JIEBaHUIO.

Tpertuii criocob, «mpumManka» (IBS baiting), ucnonb3yeT MOJHOCTHIO TOJIENIbHBIE TIOCeA0BaTeIbHOCTH. Lleb ux — 00MaHyTh
AJITOPUTMBI, KOTOpBIE UIYT IBS cermMeHTsI 1Mo OTCYTCTBUI0 HECOBMECTUMBIX TOMO3UTOTHBIX CAHTOB (TO €CTh TAKUX, KOTOPBIE Y OJJHOTO
W3 CPABHMBAEMBIX JIML] TOMO3UTOTHBI T10 OJJHOMY aJUIeN0, Y JPYroro — Io APYroMy); reTepO3UroTHbIE CAUThI CUMTAIOTCS
COBIMA/IAIOIIUMY HE3ABUCHMO TO TOTO, KAKOW ajljiejib B KaKOM XpoMocoMe. B 3ToM citydae 3arpyaioTcs iBa FeHOTHIIa, TeTePO3UTOTHBIE
0 BCEM CalTaM, KpOMe MHTEPECYIOIEr0; B OJIHOM U3 TeHOTUIIOB OH TOMO3UIOTEH M0 OIHOMY AJLIENI0, B APYrOM — 110 APYromy.
O4YeBUIHO, UTO CpaBHEHHUE C STHIMU JIByMsI TEHOTHIIAMUY MTO3BOJISIET Y3HATh CTaTyC JAHHOTO caiita [uist moboro reHoma. 1o momcueram
Dmxa u Kyna, u3 HeKOTOphIX 6a3 TAKUM 00pa30M MOKHO BbIKauaTh OOJIBIIYIO YaCTh HH(OPMAIIHH, 3arPy3HUB BCETO OKOJIO CTa
reHOTHITOB. CXO/IHBIA METO/T OIKCAJIU ITOYTH OJHOBPEMEHHO C HUMHM JIPYTUe aBTOPBL: UJesl BUTAET B BO3IYXE.

B kauecTBe NpoOBepKU KOHLIEMIMU aBTOPbI pa00ThI UCIIOJIb30BAIM «ITPUMAaHKY» JJIsl ujeHTH(UKayu KoHKpeTHhX SNP Ha cepBrice
GEDmatch (tom camoM, ubM JaHHbIE IOMOLIN apecToBath Y Owuiiiy u3 3osotoro [lraTa). D10 A€1anoch B UCCASI0BATENHCKOM
pexume, yTOObI 3arpyKeHHasl «[IPUMaHKa» He B3aUMOJICHCTBOBAIA C JAHHBIMU JAPYTHX MOJIb30BaTENeH. DKCIIEPUMEHT YIaJCs].

«Jlioau otnaot GoJblie HHGOPMAIIMY, YeM TyMAIOT», KOT/Ia 3arPyKal0T CBOM FEHETHUYECKUE JaHHbIe Ha OOLIEIOCTYIHbIC CAMThI,
rooput I'pam Kym. Pazymeercs, coaBrops! nponngopmuposamn GEDmatch u npyrue nonoGHsle pecypebl O MOTyYeHHBIX pe3ysbTaTax
J0 MyOIMKAIMN U TIPEJIOKIITA CTTOCOOBI OOPbOBI ¢ BOSMOXHBIMU XaKEPCKUMHU aTaKaMHu.
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