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HoBasA KapTa [THK 00BbsicHsIeT MeXaHHu3MbI
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Yuennie u3 deCODE genetics npeacTaBuiy peBOIIOINOHHYIO KapTy TeHeTU4eCKOU
peKoMOMHAIIUU YeI0BeKa, PaCKPHIBAIONUIYI0 CI0XKHBIE MEXaHU3MBI, TPOUCXOASAIINE BO
BpeMs PEeNpOonyKIUU. DTO UCCIeqOBaHUe, OCHOBaHHOE Ha 25-JIeTHEM OIIbITEe U3y4YEeHUs
YyeJI0Be4YeCKOro reHoMa, IIpefcTaBaseT co00M 3HaUYUTEIbHBIN MIar K TOHUMaHWIO TOTO,
kak [IHK HacnenmyeTcs u Kakue (aKTOPHI BIUSIOT Ha TeHETUYECKYI0 CTaOUIbHOCTh U
deptunvrHocTth. HoBasi kKapTa memoHcTpupyeTt obnactu [THK, moagBepXKeHHEBIE
MUHUMAaJIbHOMY CMeIIMBAHUIO, U OOBSACHSAET, IOoUYeMy HeKOTOophkle OepeMeHHOCTH
3aKaH4YMUBAIOTCSI Heymadel, a TakxXKe IIpefocTaBisgeT MHGOpPMAaIUIO, CIOCOOHYIO
VIIYUIIUTh JledeHue OecCIIonus.

B mpolecce penpoOyKIW¥W HPOUCXOOUT CIIOKHBIA IIPOIeCC PeKOMOWHAIIUH,
KOTOPHIM obOecmedynBaeT reHeTU4YecKoe pa3HooOpa3me, obbenunHsas [THK oGowux
ponuTtenei. OmHAKO OIMHOKKM B 3TOM IIPOIlECCEe MOTYT HNPUBECTH K CEePbE3HEIM
IIOCJIEICTBUSIM, BKJIIOYas TeHeTUYEeCKHe aHOMAJIMM, MPEeIsSTCTBYIOINEe YCIEeITHOMY
3a4YaTHUI0 ¥ BHIHAIIMBAHWIO O0EePEeMEHHOCTH. YUYeHble YCTaHOBUJIM, YTO HEKOTOPHIe
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y4aCTKH T€HOMa OCTAIOTCS MPAaKTUYEeCKHW HEM3MEHHBIMU, 3allUIasi BaXXKHble QYHKITUU
OopraHW3Ma OT BO3MOXKHEIX OIHOOK. [ToHMMaHKe 3TUX 00JlacTell MOXKEeT IIOMOYb B
pa3paboTKe HOBHIX IIOAXO0B K JIEUEHHIO OeCIIogus U nIpoduIakKTHKe TeHeTHYEeCKUX
3a00IeBaHUM.

OOHUM K3 KIIOYEBBIX OTKpI::ITPIfI HCCyiegoBaHUus CTaJIO BHIABIIEHHUE pBSHI/IT-II/Iﬁ B
Impomgeccax peKOM6I/IHaLU/II/I MeXOy MYX4YKWMHaAMKW KU XKEeHIIHWHaMH. KeHITUHEI
OEMOHCTPUDPYIOT MEHbhIII€ HEKPOCCOBEPHEIX peKOM6I/IHaHHfl, OOHAKO HX YaCTOTa
YBE€IIM4YUBaA€TCAd C BO3PACTOM, YTO CBA3aHO C IMOBHIIIEHHBEIMHX PHUCKaMM OCJIOXKHEHUN
6€peMeHHOCTI/I N BEPOATHOCTBIO XPOMOCOMHEIX aHOMAaInH y meTteu. Y MYZKYHUH TaKHUX
BO3pPAaCTHEIX N3MeHEeHUUN He Ha6JIIOJIaeTC5[, OOHAKO B oboux ClIy4dadaXx peKOM6I/IHaHI/IH
CHOCO6CTByeT BO3HUKHOBEHHUIO MYTaHHﬁ, IIepenarninuxcsa CIIedyIIeMy ITOKOJIEHHUIO.

I'myboKoe mMOHMMaHUe IPOLleCCOB PeKOMOMHAIUU MMeeT BaXXHOoe 3HaueHHe He
TOJIBKO [IJIS MEOUIIMHBI, HO U [IJIs 3BOJIIOIMOHHOMN O6nonoruu. bnaromaps aTuUM JaHHBIM
y4eHble MOTYT JIy4llle MOHATh, KaK IIPOUCXOOUIIO PA3BUTHE UEJIOBEUYECKOr0 BUIA,
KaKue reHeTHYeCKHe MeXaHU3MEl BIUSAIOT Ha MHOWBUAYaAJIbHBEIE PDA3/IMYUA U KaKue
(bakToOpHl OIIpenenAT NpeapacnoioXKeHHOCTh K Pa3/InuYHLIM 3a0osieBaHusaM. B xone
K“ccienoBaHus OBIJIO YCTAHOBJIEHO, YTO MYTAllMM 4allle BCETO BO3HUKAIOT BOIU3U
o6racTel mHTEeHCUBHOTO cMelnuBaHusa [JHK, 4To moaTBepkKaaeT TECHYIO CBSI3b MEXIY
3TUMU IIPOLIECCaMHU.

HccnemoBanue deCODE genetics TakkKe MOXKET NPUBECTU K 3HAUYUTENbHBIM
OOCTHXKEHUSIM B 00/1aCTH OUATHOCTHUKU M JedyeHus Oecnnomusi. bomee metanbHOe
MOHMMaHMUE TPOIEeCCOB pPeKoMOMHAIMU TMO3BOJIUT pa3paboTaTh
IIepCcoHaIN3MpPOBaHHLIE CTpaTeruu JiedeHUs, HalleJIeHHbBle Ha YyCTpaHeHUue
reHeTu4eckux (HakKTOpPOB, NPENATCTBYIOIINX 3adaTHI0. ITO OTKpPHIBAeT HOBEIE
BO3MOZKHOCTH [JIs I1ap, CTAJIKUBAIOUINXCS C Ipo0jieMaMi PENIPOAYKTUBHOTO 300POBBS,
U DaeT HameXAy Ha YCIIeIIHOe POOUTELCTBO.

[TonydyeHHBIEe pe3ylbTaThl IIOOYEPKHBAIOT BaXXHOCTh KapTorpadgupoBaHUSA
reHeTUYeCKOro pa3HooOpas3us M ero BIUSHUS Ha 3[I0POBbe YesoBeKa. HoBas KapTa
I HK npencrasnsieT cO00# MHCTPYMEHT, CIIOCOOHBIM HE TOJILKO PACKPBLITH MEeXaHU3MBbI
HacJieJoBaHHUs, HO U IOMOYb B BBHISIBJIEHUM NOTEHIHWAJIbHBEIX PUCKOB OJI 300POBbS,
CBSI3@HHBIX C TEHETUYECKUMU U3MEHEeHUSIMHU. ITa UHPOPMAIIUsI MOXKeT OBITh IT0JIe3Ha
KakK [Ji1 MeOULMHCKUX CIIeLMaJIuCTOB, TakK M OJIS MCCJiefoBaTejlel, 3aHUMAalolIUuXCs
BOIIpOCaMU T'€HETUKU U SBOJIIOLIUU.

TakuM o6pa3oM, HOBasi KapTa PEKOMOMHAIIUM YeJjioBeKa OTKPHIBAET ABEPU OJIS
OanbHEMIINX MCCJIeNOBaHUN B 00JIaCTU T€HETHUKU U PENPOAYKTHUBHOU MEIUIIUHHI.
Pa3pabGoTKa MeTOOOB, OCHOBAHHLIX Ha 9TUX JAHHBIX, MOXKET IIPUBECTHU K CO3[aHUIO
00Jiee TOYHBIX AUATHOCTUYECKUX TECTOB, YIYUIIEHUIO METOOB JIeUeHUsT OeCIIonus u
yriay0eHnI0 3HaHUM O POJIM T€eHEeTUYECKOT0 pa3HooOpa3us B XKMU3HU YeJIOBEKa.
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Ccoeinka: «I[lonHBIe KapThH pekKoMOMHaIuu dYejmoBeka» DOI:
10.1038/s41586-024-08450-5.
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