O reneruxke (popMbI HOCA U JPYTUX YePT JUIA
O6Hapy)KeHI)I HOBBIC T€CHETUYECKUE aCCOIUMAINU C YEPTAMM JIUId YEJIOBEKA

I'eneTuxu u3 JlongoHa 1 JaTHHOAMEPHKAHCKHUX CTPaH HANILIM IE€CTh HOBBIX F€HOB, BAPHANMH B KOTOPbIX BJIHSIOT HA
YepThl JNIA YeloBeKa. Bce oHM KcnpeccupyloTesi npu SMOPHOHAJIBLHO 3aKJIa/Ke JUIEeBOH YacTH Yepena, BJIusis Ha
i pepeHIUPOBKY KJIETOK KOCTHOH M XpseBoi Tkanu. boJibilie Bcero reHeTuyecKnX Bapuanuii CBsI3aHo ¢
napamMeTpaMu HOca, H UMeHHO hopMa Hoca B HANO0JIbIIIell CTENEeHH HAacJeyeTcsi. ABTOPbBI HCCJIeI0BaHNsI patoTaau HA
JIATHHOAMEPHUKAHCKHUX MOIMYJISIHAX.

Jlioyn, naxe npuHAUIEKAIME K OJHOM STHUYECKOH IpyIIIie, OTJIMvalTcs Apyr ot apyra. [1o Bceil BumuMocT, pasHoodpasue 4ept
Jmna c(hOpMUPOBAJIOCH B IIPOLIECCE IBOJIIOLNY, TAK KaK COCOOCTBOBAJIO PACIIO3HABAHUIO MHAUBUIOB, YTO 3HAUUTEILHO 00JIeryao
KOMMYHHUKaIo. MccnenoBanue Toro, Kak 4epThl JIMIa ONpeIessioTCs TeHETUYECKH, OYeHb BOCTpeOOBaHO B KpUMHUHAIMCTHKE, UTO HE
yIMBUTENBHO. MeuTa KpUMUHAIMCTOB — HAPUCOBATh MOPTPET NoTeHuansHoro npecrynsuka mo ero JJHK. Ceromusa IOHK ouens
MHOT'0€ MOXET CKa3aTh O YeJIOBEKe — [I0KA3aTh IPEAPACIIONOKEHHOCTD K 3a00J1eBaHIAM, IEPEHOCHMOCTb JIEKAPCTB, YCTOWYMUBOCTh K
AJIKOTOJII0 ¥ MHOTO€E APYroe, HO BOT BHEIIHOCTL Yesioeka 1o JJHK touHo onpenenuts BecbMa 3aTpyaauresibHo. Ho Hamle nonnManue
TOr0, KaK Ha MOJIEKYJISIPHO-TEHETUYECKOM YPOBHE (POPMHUPYIOTCS YEPThI JINIIA, TOKA OYEHb OrPAHUYEHO, MOAYEPKUBAIOT aBTOPBI

cTaThy, onyonuKoBaHHOM B xkypHanie Nature Communications.

CreuuanucTbl Y HUBEPCUTETCKOrO KoJuleaka JIOHJOHa U MX KOJUIETY U3 YHUBEPCUTETOB HECKOJIBKUX JIATUHOAMEPUKAHCKUX CTPaH
crienany OOJBINON IIar B TOM HAIPaBJICHUW: OHU TIPOBENU MMMPOKOTEHOMHOE HCCIIeIoBaHue reHeTnIeckux accormanmii (GWAS) ¢
YepTaMU JIMIIA W BBISIBAIA HECKOJIBKO HOBBIX T€HOB, BIHMSIONIMX Ha OOJIMK YeoBeKa. [[o cux mop mogoOHsle UccieJOBaHUSsI
MIPOBOJIMJIUCH TOJILKO CPE/IM €BPONELIEB, U UX PE3YJbTaTOM CTaJl BbisIBJeHHBIA reH PAX3, Bapraliuu B KOTOPOM CBSI3aHBI C
napamerpamMu (hopMbl Hoca. ABTOPBI HOBOM CTaThby PadOTAJIM C JIATUHOAMEPHUKAHI[AMU.

B niepBo¥i cepuu ucciaeqoBaHUi BHIOOPKY COCTaBHIIM 6275 denoBek u3 nsAty crpan: Koaymous, Bpasunusa, Yuu, Mekcuka u [lepy.
ITo poTorpacdusam andac 1 B mpopusib aHTPOIOIOTH U3MEPWIN 14 mapaMeTpoB YepT JINIA, OTHOCSIIMXCS K KATETrOpHU
«OIUCATENbHBIX>» (OHU HE BBIPAXKAIUCH B KOTMYECTBEHHOM MCUUCIIEHNH ), OLIEHUB X M0 CHIeHaIbHO pa3paboTaHHOMW HIKalie. DTh
napaMeTpbl OTHOCHIMCh K HKHEW YacTu Jinia (Ioa00pOIOK, CKYJIBI, TyObl), BepxHel (1100, OpoBH) 1 caMoe OOJIbIIOE UX YKCIIO — K
cpenHedt yactu ymia (Hoc). st yactu BeIOOpKU (2955 MHAMBUIOB) MPOBEIM BTOPYIO CEPUI0 UCCIISOBAHUS, TAK KAK JIJIs1 HUX yIaIoCh
MOCTPOUTh TPEXMEPHYIO PEKOHCTPYKIIMIO JIMIIA 110 34 aHATOMUYECKUM PETNIePHBIM TOUKAM, MOJIyIEHHBIM [0 CEPUM U3 TATH
(ororpacmii mox pasHeiMu yriamu. B 3To¥ cepur mapaMeTphl YepT JIMIA U3MEPSIA KOJMIEeCTBeHHO. TakuM 0O6pa3oM, aBTOPbI
MOJTyYHJIU OTMUCATE bHBIN (DEHOTHIT [/ BCEH BBIOOPKU UCIIBITYEMBIX, a JUISI €€ YACTH €llle U KOJTUYECTBEHHbIN (heHOTHII.

PazHble npu3HaKy 4epT JiMLa KOPPEINpoBaIv JPYr C APYTOM, B TO e BpeMsl HEKOTOpbIE TPOJIEMOHCTPHUPOBAJIN 3aBUCUMOCTh OT
BO3pAcTa, 10J1a, UHAEKCa MacChl TeJla U MPOUcXoxkaeHusa. CaMylo BHICOKYIO KOPPEJIALUIO € [OJIOM [OKa3asl BHICTYI HAIOPOBHBIX AYyT U
npouIIb J16a, KOPPEJSILIUIO C BO3PACTOM — TOJIIIMHA HWKHEH U BepXHel ry0. DTOT ke MPU3HAK — TONIIMHA Y0 — CHJIbHEE BCEro
OOHAPYXKUBAJI CBSI3b C MPOMCXOXKICHUEM MHIMBU/IA, YTO JABHO U3BECTHO aHTponosioramM. EBponerickoe Mponucxox/ieHue yMEeHbIIaIo
TOJILMHY T'y0 ¥ BIIMSUIO Ha IIPAKTHYECKU BCe YepThl (hOpMbI HOCA, OCOOEHHO Ha BHICTYIIAHUE HOCA U Ha IIUPHHY €T0 KPbLIbEB.

HcribITyeMbIX TeHOTHITUPOBAIIH MO naHeu u3 6osee yem 600 ThICSIY MAPKEPOB OJHOHYKIIEOTHAHOTO nojumMopdusma (SNP). 1 B
TMIEpPBOIi, ¥ BO BTOPOM CEpHM SKCIIEPUMEHTA aBTOPHI IIPOBEJIM MCCIIEJOBAHUE aCCOIMALK ITAPaMETPOB YepT JIMLA C TeHETUYECKUMHU
BapraHTamu. OHU UCTIONB30BAIN MOJIENIb MYJIbTUBAPUAHTHOH JIMHEHHOW perpeccui, B KOTOPYIO ObUTH 3aJI0KEHBI BO3PACT, ITOJI, HHICKC
Maccol Tesia 1 SNP-mapkepbl.


http://www.nature.com/ncomms/2016/160519/ncomms11616/full/ncomms11616.html
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Cre Tk L el T E T
IMox pucyHKamu mepevnciieHbl apaMeTphl YepT JIMIa, KOTOPbIe U3MEPSUIN UCCIIeJOBATEIH; CJIeBa — ONMCATENIbHbIE, CTIpaBa —
kosmuectBeHHble. Upper lip — BepxHsist ry6a; Lower lip — HnxHss ry6a; Chin shape — ¢popma mogdoposka; Chin protrusion — BEICTYIT
noadopoaka; Cheekbone protrusion — BeicTyn ckyJ1; Nose bridge breadth — mupuna nepenocuripr; Nose wing breadth — mmpuHa
KpbuIbeB Hoca; Nose tip shape — ¢popma koHumnka Hoca; Columella inclination — HakJIOH ocH Hoca; Nose protrusion — BEICTYIT HOCA;
Forehead profile — mpocduis 16a; Brow ridge protrusion — BeicTyn HanOpoBHBIX 1yr; Nasion position — MoyioxkeHre TOYKH Ha3uoH (Y
KOpHsI HOCa, OIpeesIsieTCs1 o HKHeMy Kpato Oposeit).; Nasal root breadth — mmpuna ocHoBaHus Hoca; Nose tip angle — yrou
KOHYMKa Hoca. Ha rpacukax Bau3y (Manhattan plot) mokazans! SNP, HeKOTOpble U3 KOTOPBIX BBIXOAAT 32 royiyOyio T KpacHYIO JIMHUU
(TOpor AOCTOBEPHOCTH) M OOHAPYKUBAIOT ACCOLMALMIO C TEMH WJIM MHBIMHU NapameTpaMul. [Ipogospkaioiie ux UBeTHbIE TMHUN
CBSI3BIBAIOT TE€HBI C YEPTAMH JIMIIA.

B niepBoii cepun rccienoBanus (C onucaTesIbHBIMY NTapaMeTpaMiy) aBTOPbI HAIIH JI0CTOBepHBIe acconmanuu SNP B ueTsipex
TEHOMHBIX PErMOHAX I TPeX MPU3HAKOB (DOPMBI HOCA: HAKJIOH CIIMHKY HOca (pervoH 4q31), muprHa nepeHocuis! (peruoH 6p21) u
IMIMpPUHA KpbUTbeB Hoca (peruoHsl 7p13 u 20p11). Bo BTOpoO# cepyu (¢ KOIMYECTBEHHBIMY NTApaMeTPaMK) OHU TTOJTyYHIIH OOJIbIIe
JAHHBIX: IOMHUMO 3TUX TPeX MPHU3HAKOB, JOCTOBEpHbIe accolanuu ¢ SNP noka3anu BEICTyIIaHUE HOCA BIEpe] ¥ HAKJIOH (yroui)
KOHYMKa Hoca (peruoH 4q31), BeicTynanue nogdopoaka (pervoH 2q12) u IOJIOKEHUE TOYKU HAa3MOH Y KOPHS HOCA,

orpejessieTcss N0 HUKHEMY Kpato OpoBel (pernon 2q35).

HpO&HaIIPI:}PIpOBaB BCE Haﬁ)leHHbIe peFI/IOHLI, aBTOpI;I BbISIBUJIN HECKOJIBKO I'€HOB, OKA3bIBAIOIINX BJIUAHUE HA Hepe‘II/ICHeHHHC BBIIIIC
npu3HaKky uept Jmna. [Tomumo yxe m3BectHoro reHa PAX3 onu Hanum eme nsite: EDAR, DCHS2, RUNX?2, GLI3 u PAX1. Bcee atn
reHbl aKTUBHO KCIPECCUPYIOTCS B MOMEHT SMOPHOHAIILHOM 3aKJIAKH JIMIEBOW YacTu vepena. [[jist KaxI0ro u3 HUX aBTOpPbI
OIUCBHIBAIOT MEXaHMU3M €ro BJIMsIHUS HA MOP(OIOrMIECK i MPU3HAK.

Yersipe rera (DCHS2, RUNX?2, GLI3 u PAX1) BHocsT BK1aa B ocodenHoctu hopmbi Hoca. Hoc hopmupyercst B xoze
CKOOP/AMHMPOBAaHHOTO Pa3BUTHS JIMIEBBIX KOCTEH M XPSIIEeH, BKJIIOYast HECKOJIBKO PACIIONIOKEHHBIX B HOCOBOM moJyiocTH. U, Kak
TIOKA3aHO Ha XXMBOTHBIX, 9TH YETHIpE T'eHa OKa3bIBaIoT 3(pheKT Ha AudepeHnmanmio KJIETOK KOCTHON M XPSIIIEBON TKaHH M BJIUSIOT Ha
pa3BUTHE JMLEBON yacTu yepena. Kak pe3ynbrar — (popMy HOCa JETH € BHICOKOM CTENIEHbIO HaCAeoyI0T OT poauTeseil. ABTOpHI


http://xn--c1acc6aafa1c.xn--p1ai/wp-content/uploads/new-136.jpg

BBIYMCJIMIIN CTETIeHb HACIIElyeMOCTH JUIsI OT/IeNIbHBIX Npu3HakoB. Hanbosee BHICOKYIO HAC/IEyeMOCTb IMOKa3ajia CTeleHb BICTYaHM
Hoca (0,47), a HamMeHbIIyIo — HaKJIOH ocH Hoca (020).

WHTepecHO, OTMEYAIOT aBTOPHI CTAThHU, YTO IPH aHAJIM3E CCKBEHUPOBAHHBIX TEHOMOB COBPEMEHHBIX M JPEBHUX JIOIEH
(HeaHAepTaJIbLIEB U IEHUCOBLEB) MOKa3aHo, yTo redsl DCHS2, GLI3 u RUNX?2 Haxoasitcsi B «TOIE» I'€HOB C IPU3HAKaMU
HeJlaBHero 0Toopa. DTO MOATBEPKIACT TUIIOTE3Y O TOM, UTO SBOJIONKSA IITa B HATIPABJICHUH YBEIMICHIS HHANBUIYTEHOTO
pa3HoO0Opa3us OOJIMKA HAIIMX TPEIKOB.

Texkct Hane:xaprt MapkuHoii
UcTrounuk:
A genome-wide association scan implicates DCHS2, RUNX2, GLI3, PAX1andEDARin human facial variation

Kaustubh Adhikari et al.

http://www.nature.com/ncomms/2016/160519/ncomms11616/full/ncomms11616.html
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