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CYARO04

Xpomocomnas noxanuzayus: 15q21.2 (nosuyuu 51 519 870 — 51 519 930)
EWE]1 2 | B
Ilo mamaeiM BLAT: http://genome.ucsc.edu/cgi-bin/hgBlat (Bepcus Feb.2009, GRCh37/hgl9).

chrls (o21.2) [ERge] = =

Jlnuna manoemnozo nosmopa: 4 wykneomuoa momuea (TTTA / TAAA).

Pegepenmnuvie cenomunvt

JAHK K562 | JTHK 99474 | /IHK 9948 | IHK L-68 | AIHK 007 | JHK 2800M | JTHK CO

6/7 (%) 8/12 6/6 7/11 7/11 7/8 8/10

(*) lom4epKHYTH ajieNu, BU3yalbHO 00Jee HMHTEHCUBHEIC B TEIIAX.

O(K)LL{LIG ceeoenus u XPOHOJI0O2UA UCNONb306AHUA

Muxpocaremnmut CYAR(04 pacmionokeH B 4eTBEPTOM HHTPOHE I'eHa apoMarassl muToxpomMa P-450 (cytochrome
P450, family 19, subfamily A, polypeptide 1) u Buepssie Obu1 OmHIcaH B padote Polymeropoulos et al., 1991.
Jpyrue HazBaHus storo nonumopduoro mapképa: CYP19, UniSTS:156173, UniSTS:178326, rs60271534.
CrpykrypHblii ananu3 rena CYP19 BuepBbie ObLI PUBEICH B padbote Means et al., 1989. JIpyrie Ha3BaHUsI TCHA:
CYPI19A41; ARO; AROI; CPV1; CYAR; CYPXIX; P-450AROM.

B 1994-1995 rr. mukpocateiut CYAR(04 Ob11 IpeioKeH A UCIIOIB30BAHUS B IPUIIOKEHHUSIX 110
UICHTU(PHUKAIINY JINYHOCTH M YCTAHOBICHHUIO CLIOPHOTO poacTea (Hammond et al., 1994, Urquhart et al., 1995). B
1997 r. Ob11 pa3paboTan HAOOP PeareHTOB ISl UCIIOJIL30BAHUSI ATOTO MOIUMOP(HOro Mapképa A aHAJOTUYHBIX
npwiokeHuit Ha Tepputopru Poccnn (Yucmsakos u op., 1997). B Hacrosmee Bpems nokyc CYAR(04 He BXOANUT B
YHCIIO OCHOBHBIX JIOKYCOB (“‘core loci”) B MextyHapoJHOI 6a3e naHHBIX VIHTEprona, a Takke B HAIIMOHAJIBHBIX
6azax manabx CILA, EBpocoro3a u BenukoOpuranuu. Tem He MeHee, ¢ 1991 r. HaKOIIIEHO OO0JBIIOE KOJTMIECTBO
MOMYJISIUOHHBIX JaHHBIX M0 aJUIEIEHOMY MOJIMMOP(HU3MY 3TOTO JIOKyca. B pasmuyHbIX MOy ISIHAX HOKa3aHO
cymiectBoBaHMe ayutenei 5—14 (mo nanaeiM MHTEpHET-0a361 NaHHBIX ALFRED).

OOGHapy’XeH ajienb, MPOMEXYTOYHBIHN 10 JJTMHE MEXY ajuleNsiMU ¢ 6 ¥ 7 TIOBTOpaMH, BO3HUKIINI B
pe3yabTaTe IeNCIUK 3 ILH. ¢ 5'-KOHIIAa TeTpaMEepHOro 0Jioka. DTOT ajljiesib 0003HAYACTCS B Psijie paboT Kak auieyb
7(-3) (Kurosaki et al., 1997). B psine paboT «ciyuali-KOHTPOJIbY ObLTa H3y4eHa BO3ZMOYKHAS ACCOIHAIIHSI OTAEIbHBIX
anneneit Mukpocaremnta CYAR(O4 ¢ puckoM pa3BUTHS paka Tpyau U dSHAOMEeTpro3a (Arvanitis et al., 2003, Cai et
al., 2008; Haiman et al., 2000; Kado et al., 2002).

Hcxons n3 xpoMoCcOMHOM JIokanmu3aiuu, T0Kkyc CYAR(O4 MoxeT ObITh CIETUICH CO CIeTYIOUTIMH
MHUKPOCATETUTAMH, HCIIOJIH3yEMBIMHA B IIPUIIOKEHUSX 110 HaeHTUUKaIwy tuaHocta: FESFPS, Penta E.

B mepuon ¢ 1997 mo 2010 rr. Habops! Ha 10Kyc CYAR(04 yKOMILIEKTOBBIBAJINCH AJUICIEHON «JICCTHUIICH IS
nokyca CSFIPO. B cBsi3u ¢ pa3nu4usaMy aMIDTHQHUIAPYEMBIX HYKICOTHAHBIX TOCIEAOBATEILHOCTEH JIOKYCOB
CYAR04 n CSF1PO norryckanoch ompeIeieHHOEe HECOOTBETCTBHE aMIDTH(DUITMPOBAHHBIX ayuteneid tokyca CYAR(O4
¢parmentam ITHK B amnensHOlt «wiectHHne» 11 tokyca CSF PO (npu anextpodopese B HeCHATYPUPYIOIIHX
IIAT, «cmBur» nonoc). B 2010 r. s Touno# uneHtudukamun ameneii mukpocateumra CYAR(4 Obuia co3nana
COOTBETCTBYIOIIAS aJUIENIbHAS «IECTHHIIAY, BKIFOYatoIast 6 ajienei.

B 2013 r. noaaep:kka gokyca CYAR04 B na6opax TAIIOTHJTH npexpaniena.

MNudopmanus Ha caiiTe coxpaHseTcs B KauecTBe cripaBodHoi. [TloctaBka HabopoB Ha 1o0kyc CYAR(04 B
HacTOsIIIee BPeMsi BO3MOXHA TOJILKO 10/ opMaT (i1yopeclieHTHOH AeTeKIIMU Ha TeHETHYECKUX aHann3aTopax (1o
COTJIACOBAHUIO C 3aKa3YUKOM).

Yenoesus IHL[P
IlepBas nenarypauus 30 mmKII0B ITocnennuil cuHTE3 LENU
94°C, 20 cex
96°C, 2 MuH 58°C, 20 cex 72°C, 5 muH
72°C, 20 cex

Ha6ops! TATIOTUAM — aokyc CYARO4 (AOMOAHMUTEABHBIN) mani-2017 ctp. 1133


http://genome.ucsc.edu/cgi-bin/hgBlat
https://www.ncbi.nlm.nih.gov/projects/SNP/snp_ref.cgi?rs=60271534
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Pecucm payusl pe3yibnamoes

Jns nnenTuduKanyy ajaenei UCrosb3yeTcsl COOTBETCTBYIOIIAs «JIECTHHUIIAY, KOTOpask H300pa)keHa Ha PUCYHKE
HIDKe ((parMeHT OKpaleHHOro OPOMUCTBIM 3THAMEM HepeHarypupytomero [TAT — 10%, 19:1).

Buneoszaxsart n300paykeHUs OCYILECTBIISICS B popMare ¢ KOHICHTPUUECKUMH JIMHUSIMU BO H30€KaHHE BO3ZMOMXKHBIX
BOIIPOCOB O IIOJIPHUCOBKE.

YT 30 koo TTLIP npoBoxmin B GopMate «eMapT-Gydepy», BHOCS
;\\\\t\h\\\ 1 ““'I. “““W B peakimonHbie cmecu 1o 10 ur JTHK.

Ha ITAT" HaHOCHIIN TIO 5 MKJI HCCIIEIYEMBIX 00pa3moB, 6 MKII
AIIIETFHON «ISCTHULBI» U 15 MK 00pa3na «OTpUIaTebHOTO

i el g il
i Onexrpodopes MpoBOTUIICS B BEPTHKATBHON Kamepe

H' _‘n_n— M"rf'“ s pasmepom 20x20 cm (VE-20, «Xenukon», Poccust) ¢ 6ydhepom

1X THE npu Hanpsikenun 500 B B Tedenue 3 u 30 MuH.
S

Hopoxxa 1 — ¢pparmentst JJHK BeIcOKOMONEKyIsipHOTO cTannapta pBlueScript DNA*Mspl pazmepom 242 u 190
TLH.

Hopoxxka 2 — IHK K562 (renotun 6/7). Annens 7 BU3yalbsHO 00Jiee HHTCHCHBEH.

Jopoxku 3 u 6 — anienbHas “aecruuua” Ha jJokyc CYAR04, sxioualomas 6 aniedneii: 6, 7, 8,10, 11, 12. 3tu
aJJIeNy Tak)Ke BBIACTICHBI IBETOM B TaOJIMIe aJUIeIbHBIX YacTOT.

Jopoxka 4 — JIHK L-68 (renotun 7/11).

Hopoxka 5 — uccnenyemsiii oopasen; JJHK (renotun 8/10).

Jopoxkka 7 — orpunatenbHblil KoHTpos TILP.

\

Pa3zmepsl 1 nonyJsiiHOHHBbIE YACTOTHI ajuiesel B Jokyce CYARO4

. YacToTsl anueneil, KOTopble PEKOMEHTYeTCs
Pa3smepsl YacToTs! ansesnei B BbIOOpKe ..
Annenu N N * UCIIOJIB30BATh JUIA PAcYETOB MHACKCA U
ajuIesie, I.H. U3 pycckoi nmomyisinuu (*) oo
BEPOSITHOCTH poJicTBa (**)
6 176 0,386 0,40
7 180 0,084 0,15
8 184 0,074 0,10
9 188 0,089 0,10
10 192 0,035 0,05
11 196 0,267 0,35
12 200 0,064 0,07
13 204 0 0,03

Hymepanus aneneil oTpaxaeT YUCIIO COAEPKAIIUXCS B HUX TaHIAEMHBIX OBTOPOB. [IpuBeneHHas Hymepanus
ajuiesiel oTIM4aeTcs OT OMMO0YHON HyMepaluu, peCTaBIeHHON B pabotax Hammond et al., 1994, Yucmsaxos u
op., 1997.

(*) mo mauHBIM Yucmsakos u op., 1997; nonynsuuonHas Beioopka 101 HepoaCTBEHHBIH YeIOBEK.

(**) xoHCcepBaTHBHAs OIEHKA YacTOT aJUleliel JJIsl eBpOIeonHOTO HaceseHus: Pocenu.

Ped)epeumltble IlyKﬂe()lHU()llble nocnedo8amenbHOCmu

Hoctyn Hata CrpykTypa TaHAEMHOT0 OJIOKa M0 BEpXHEH Min aMnnngigl\:Iep eMOTO
GenBank My OIAKAIII HWOKHEH LETIM Hpy
¢dparmenra, 1.H.
M30798 27-APR-1993 8 mosTopos: (TTTA)g 184
NT_ 010194 | 30-OCT-2012 6.1 (7-3) noBtopoB: A (TAAA), 177

M30798: “Human aromatase cytochrome P-450 gene, exon 4”. CYAR intron D: mo3unmu 603..>998. O6nacts
TaHJEMHBIX TIOBTOPOB: To3uIu 682..713.

NT_010194: “Homo sapiens chromosome 15 genomic contig, GRCh37.p10 Primary Assembly”. O6macts
TaHJEMHBIX HOBTOPOB: no3utuu 22310400..22310500. Annens 7(-3).
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Hononnumenvras ungopmayus

Habopwr TAIIOTHJ/IH nipeaHa3HaueHbl IJIsl ACCIICA0BATEILCKUX Pa0OT in vitro (TO €CTh B IPOOUPKE, BHE
JKUBOT'O OPTaHU3Ma).

HaGops! He moasiexaT 00s13aTeNbHOM CepTUDHUKAIIMY U ICKIAPUPOBAHHIO COOTBETCTBUS B CHCTeMe
cepruduxamu ['OCT P.

Kogsr mpoaykumu OKII/12 (OK 034-2014, KIIEC 2008): 20.59.52.190 (PeareHTsI cOXKHBIE THATHOCTHYSCKUE
WM 1a00paTOpHbIE, HE BKIIOUEHHBIE B IpyrHe TpynnupoBkH), 20.59.52.199 (PeareHTs! Ci10KHbBIE
JIMarHOCTHYECKHE MM JIAOOpaTOpHBIE NIPOYKe, HE BKIIIOYEHHbIE B APYTHE TPYNITHPOBKH).

Ha6oper TAIIOTHJIN He SBASIOTCS U3ACTHUEM MEIUIIMHCKOTO HA3HAYCHUS, HE TIPEIHA3HAYCHBI JUIS
WCTIONIb30BAHMS B LIEJISIX MEIUIMHCKOM UAarHOCTHKH, JUIS IMarHOCTHYECKUX MPOLENYp, I NPODUIAKTHKHA 1
neueHus 3abonesanuil. [1o stium npranaam Habops! TAITIOTHIIN He moanexaT rocyJapCTBEHHOHN perncTpanuu
Ha Teppuropuu PO (B Tom uncine B Poc3apaBHag3ope) B KadecTBE MEIUIIMHCKOTO U3EITHS.
MonexynspHo-reneTndeckue uccienoanust (MI'U) mo ycTaHOBICHHUIO TEHOTHITOB OT/IEIBHBIX JIUII, B TOM
YHCIIe 10 HACHTU(UKAINH JTHYHOCTH U YCTAHOBJIEHUIO CIIOPHOTO POZCTBA METOIOM aHAJIN3a TOIUMOP(HBIX
JIOKYCOB T€HOMA YeJI0BEKa HE ABISIOTCS MEAULIMHCKON IEATENIFHOCTBIO: YCTAHABIMBAIOTCS UMEHHO
6nosornueckre GaxThl (TEHOTHITHI 00CIETYEMBIX JIFII).

PesynbraTet MI'U MBI pekoMeHtyeM oOopMIIATh B BUJIE 3aKIIOUeHHs criequannucTa, oryéta o HUP u
AQHAJIOTUYHBIX JOKYMEHTOB, HE SIBJISIOLINXCS MEIUIIMHCKUMU JOKYMEHTAMU.

WuTepnperanys MEIUIIUHCKON 3HAUMMOCTH NOJYYEHHBIX JAHHBIX U MPUHATUE KIMHUUYECKOTO PELICHUS
OTHOCHUTCS K KOMIETEHIIUH Bpaya.
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