I'eneTnueckuii BApMAHT, CBSI3aHHBIA ¢ BLICOTOM HOCA, JIIO/IU YHACJIEI0BAJH OT
HeaHJepTaJblleB

B uccienqoBannn Ha BBIOOPKe JIATHHOAMEPHUKAHIIEB CMENIAHHOTO MPOUCXO0K/1eHUsI Hail1eHbI 33 HOBBIX e HOMHBIX
JIOKyca, acCONMIPOBaHHbIE ¢ MPU3HAKAMU cTpoeHus juna. OauH u3 Hux, 1q32.3, KOTOpbIi JO0CTOBEPHO CBSA3aH C
BBICOTOI HOCA, CO/IEP>KUT reHeTHYeCKUIl BAPNAHT, 3aHMCTBOBAHHLIN OT HeaHAepTaabneB. Heanaepraabsckue ajuienn B
9TOM JOKYyCe BCTPEYAIOTCS Y aMePUKAHCKUX HH/IelIeB, HO He y eBpomneiineB. [lo-Buagumomy, 1Jist HeaHAepTAJIbIEB
yBeJIHYeHHe BLICOTHI HOCA ObLIO0 aJaNTHBHBIM NPU3HAKOM JIUISI BHKMBAHUS B €BPa3UiiCKOM KJIMMATe.

ABTOpHI cTaThU B kypHase Communications Biology mpoBeau uccnefoBanue reHoMHbIX accorarmii (GWAS) mopdonormaeckux
MPU3HAKOB JvIa y 6486 naTMHOAMEpPUKAHIIEB CMEIIAHHOTO TIPOUCXOXKICHUS (CMEIIeHne eBPOIeHCKOro, MHAECHCKOTO U aypUKAHCKOTO
npoucxosxenust), Bxoasmnmx B koropry CANDELA, co6pannyio B risitu crpanax (Bpasuiuu, Konymoun, Yunu, Mekcuku u Ilepy).
IMokazaTeny cTpoeHus JiMa n3Meps 1o AByMepHbIM ¢oTorpacusm. Mcnons3zoBamm nporpammy Face++ cloud service platform
(https://www.faceplusplus.com) a1t aBTOMaTH4ecKoro omnpeeyneHus 106 penepHbIX TOUEK U BEIYMCICHUS PACCTOSHUNA MEXILY
TouKamMu. [ eHoTHITpOBaHMe ObLTO TIpoBesieHo Ha maHeau Illumina’s OmniExpress chip, Bkimoyatommeit 6osee 700 Toicsta SNP.

HccnenoBareny 0OHapyKWIM JOCTOBEPHbIE aCCOLMAIMY C TTOKa3aTesIsIMA CTPOEHHMsI JInIa B 42 TeHOMHBIX JIOKYCax, U3 KOTOpBIX 33 He
6K onrcaHbl paHee. OIMH 13 HOBBIX JIOKYCOB, aCCOLMMPOBAaHHBIX ¢ MOposoruei simia — 1q32.3, pacrnosyioxeHHbII Ha IepBOT
XpOMOCOMe, ObLJT CBSI3aH C BBICOTOM Cpe/IHEel YacTH JIMIIA, B YaCTHOCTH, C BHICOTOM HOca. UTO MHTEPECHO, B PEIbIIYILIX
MICCTIEIOBaHUAX ObUIO MOKA3aHO, YTO B 9TOM PETMOHE UMEETCsl OCIeI0BATEIbHOCTD, BKIIOYEHHAs! U3 TEHOMa HeaHAEPTa/IbLIEB,
pasmepom >10 Kb. ABTOpHI MOKa3aiu, YTO UMEHHO STOT HEAHAEPTAJIbCKUI (hparMeHT 00ecreYnBaeT JOCTOBEPHYIO aCCOLIMAIMIO
JIOKyCa C MPU3HAKOM BBICOTHI HOCA.
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PenepHsie Touku (a) U paccTosiHus Mexky HUMU (b), 11 KOTOPBIX OOHAPYKEeHbI TEHOMHbBIE acColManuy. YepHbIMU JTUHUSIMU
MOKa3aHbl paHee OMFCAHHBIE aCCOIMAINHY, KPACHBIMU JIMHUSME — HOBBIe accoranum (Li et al., 2023).

UYto0bl pa306paThCs B CBA3U HEAHAEPTAIbCKOTO TEHETHYECKOTO BApUAHTA ¢ IPU3HAKOM (DOPMBI JIMIIA, UCCIIEA0BAIN MOP(OIOrHUeCcKUe
pasIuuus JIMLIEBON YacTH Yepera COBPEMEHHOIO YeloBeKa 1 HeaHaepTaiblia. Pa3inuus oueBUIHBI — Y HeaHepTaJIblIeB pa3Mep
Ha3aJIbHOTO OTBEPCTUsA Yepena TIopaszo OoJblle, YeM y COBPEMEHHOTO YeJIOBEKa, YTO YKa3blBaeT Ha 3aMETHO OOJIbILYIO BBICOTY HOCA.
Ha npusenenHoii potorpacdun BEICOTa HOCa y COBPEMEHHOTO yenoBeka cocTapiser 50,2 MM, y Heanaepraiabla — 63,8 mM. Ilo-
BUIMMOMY, [JIs1 HEaHJepTajblieB, KOTopble B EBpa3uy oka3aiuck B JOBOJIBHO CYpOBOM KJIMMATe, YBEIMYEHHE BBICOTHI HOCA CTAJIO
AJJANITUBHBIM IIPU3HAKOM, TaK KaK TO CIIOCOOCTBYET COIPEBAHMIO M YBJIAKHEHHIO BO3/LyXa.


https://www.nature.com/articles/s42003-023-04838-7

CpaBHeHHe JIMIIEBOM YacTy Yepera COBPEMEHHOTro yesioBeka 1 Heanaepraibia (Amud 1). BeicoTa Hoca okaszaHa KpacHow JimHuen (Li
etal., 2023).

Bonbiras yacts SNP, pacriosiokeHHbIX B 33 HOBBIX, aCCOLIMMPOBAHHBIX C (POPMOII JIMIIa perMoHax, pacloyioxkeHa B HEKOAUPYIOINX
yJacTKax IeHOMa, B TOM YMCJIE B PETYJIATOPHBIX 3J1EMEHTaX, KOTOPbIE BIIMAIOT HA POCT U Pa3BUTUE JIMLIEBOH YacTu yepena. JIokyc
1q32.3 nmepexpsiBaeTCs C TEHOM aKTHBAIMY TPaHCKPHUITIIOHHOTO (pakTopa 3 (Activating Transcription Factor 3, ATF3). 9to ouens
KOHCEPBAaTUBHbI I'eH, KOTOPHII B TOM YKCJIE BOBJIEUEH B pEreHepaliio HEPBHOM TKaHU 10cjie TPaBM. XOTS HET JaHHbIX O €0
HEINOCPEe/ICTBEHHOM BOBJIEYEHHOCTU B Pa3BUTHE JIMLIEBOM 4acTU uepela, U3BECTHO, UTO €ro dKcrpeccus perypyercs resoMm FOXL2,
a MyTalus B IIOC/IeJHEM IIPUBOAUT K U3MEHEHUAM B cpeiHell yactu jiua. Ectb u apyrue mytu, cesasbiBaoniue red ATF3 co
CTPOEHUEM JIMLIEBOH YacTH Yepella, ONUCAHHbIE B UCCIEJOBAHUAX HA MBIIIAX.

AHanu3 U3y4eHHBIX JJaTHHOAMEPUKAHCKUX FEHOMOB MOKa3aJl, YTO HeaHJepTalbCKas MOoCiIe0BaTeIbHOCTb BCTPEYaeTCs MIOUTH
UCKJIIOUUTENBHO BO (pparMeHTax XpOMOCOM, MOTyUYEHHBIX OT MPeJKOB-UHIEHUIIEB, HO HE BO (pparMeHTax eBpoIeiickoro
npoucxoxaeHus. Io annensm B nokyce 1q32.3 amepukaHCKUe UHISHLIBI U €BPOMEHIIbI PE3KO pa3aryaoTcs. ABTOPHI TOJYEPKUBAIOT
HeoOX0UMOCTb 0oJiee MacIITaOHbIX MOMYJIALMOHHO-TEeHETUYECKUX UCCIIeOBaHNI MOP(OIOrUH JIULA, 3Ta pad0oTa 3HAUUTEIBbHO
o0Jieryaercst aBTOMaTUYECKUM METOJOM U3MEPEeHH s oKa3aTesei, KOTOPbIil OHU UCTIOIb30BAJIH.
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