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OKpacKa onepeHus — BaxHbI MPU3HAK Y NTHL, HepeaKo onpeaensiowyin NPUHAANEXHOCTb K TOMY UM UHOMY
Buay unv nopope. OKpacka ABNAETCA pe3ynbTaToM AeliCTBUA BELLECTB, KOTOPbIE NMOMIOLWAOT onpeAeneHHyo
IJIMHY BOJTHbI 1 GOPMUPYIOT TakK Ha3blBaeMble MUIMEHTHbIE LiBETA, 1 ONTUYECKUM 3ddEKTOM, 06YCIOBNEHHbBIM
UHTEpdepeHUren cBeTa, OTPAKEHHOTo G1ONOrMYECK MY MUKPOCTPYKTypamu nepa. OcHoBol ansa dopmumpo-
BaHVIA OKPACKM CIY>KUT CUHTE3 MeNlaHnHa. DyMeNnaHH OTBETCTBEHEH 33 YEPHbBIE U KOPUUYHEBbIE OTTEHKM, a dpeo-
MenaHMH OTBEUAET 338 KPACHOBATO-KOPMYHEBBIE OTTEHKU. MONEKyNAPHO-TEHETUYECKNI MEXaHV3M NOABNEHUA
TOTO WM MHOTO TWMa OKPACKM eLle O KOHLA He U3y4eH, MOCKOJIbKY Ha OfMH U TOT e NPu3HaK MOryT BIVATb
HeCKONbKO reHoB. MNepBryYHas NUrMeHTaLUsA OnepeHus onpeaenseTcs B3auMonencTBmem nonMMopeHbIX Ba-
puaHToB reHa MCTR 1 reHOB, y4acTBYIOLUX B PETYNALNUM MenaHoreHesa. leHbl-MoanduKaTopbl Bbi3blBatoT 13-
MeHeHMe OKpacKM Ntoboro reHoTUNa No NOKycy E 1 MOryT Kak yMeHbLIaTb UK YBENMYMBATb SKCMPECCUIO SyMe-
NaHWHA, TaK 1 pa3pyLuiaTb MeNaHoUuTbl. BTopryHas nurmeHTaLmsa onepeHus onpeaenserca 6enbiMmu NaTHamu
uny cneymduUecKrmM pacnpeaeneHnem symenaHmHa Ha OTAeNbHbIX nepbax. COBpeMeHHble MeToAbl aHanv3a
[JHK, Takne Kak ceKBeHVpOBaHMe, NOSIHOFEHOMHbI aHann3 C UCMOJIb30BaHVEM YMMOB Pa3MYHON MIOTHOCTY,
aHanm3 3KCNPeccum reHoB, MO3BONIAIOT NMOyYaTb HOBbIE JaHHbIE O FeHax, ONpefesAioLMX OKPACKy OnepeHus.
KntoueBble cnosa: Gallus domesticus; Kypbl; OKpacka onepeHus; reHbl; TOKYC; SKCMPeccus; Mapkepbl.
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The color of plumage in birds is an important feature, often determining descent to a particular species or
breed. It serves as a key factor in the interaction of birds with each other due to their well-developed visual
perception of the surrounding world. In poultry including chickens, the color of the plumage can be treated as
a genetic marker, useful for identifying breeds, populations and breeding groups with their specific traits. The
origin of diverse color plumage is the result of two interrelated physical processes, chemical and optical, due
to which pigment and structural colors in the color are formed. The pigment melanin, which is presented in
two forms, eumelanin and pheomelanin, is widely spread in birds. The basis for the formation of melanin is the
aromatic amino acid tyrosine. The process of melano-genesis involves many loci, part of the complex expres-
sion of plumage color genes. In birds, the solid black color locus encodes the melanocortin 1 receptor (MCTR),
mutations in which lead to a change in receptor activation and form different variants of the E locus. Using the
GWAS analysis, possible genes affecting the formation of color in chickens were detected. The biosynthesis and
types of melanin are affected by the activity of the enzyme tyrosine, and mutations in the tyrosinase gene (TYR)
cause albinism in different species. The formation mechanism of brown, silver, gold, lavender and a number of
other shades is determined by the influence on the work of the MC1R genes and TYR specific modifier genes.
Thus, locus | currently associated with the PMEL17 gene inhibits the expression of eumelanin, and the MLPH
gene affects tyrosinase function. Research on the mechanisms of formation of the secondary coloring of plum-
age in chickens is being actively conducted nowadays. The formation of a marble feather pattern is associated
with the mutation of the endothelin B2 receptor (EDNRB2), in the coding part of the gene of which a polymor-
phism is found associated with the mo locus. The molecular base that causes the feather banding (locus B and
autosomal recessive banding) is identified. Today, only some genes that determine the color of the plumage
of chickens are studied and described. Different genes can produce similar plumage patterns, and different
phenotypes can be determined by the polymorphism of a single gene. Using molecular methods, you can
more accurately identify these differences. This overview shows the nature of melanin coloration in birds using
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the example of chickens of various breeds and also attempts to systematize knowledge about the molecular-
genetic mechanisms of the appearance of various types of coloration.
Key words: chickens; coloring plumage; genes; locus; expression; markers.
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BBepeHmne

BaxxHblil IpU3HAK y NTHUL, HEPEAKO ONPENEISIOIUN MpHU-
HaJUIC)KHOCTh K TOMY WJIM WHOMY BHJIY HWJIHM MOPOJIE, — 3TO
oKpacka orepeHus. IMEHHO OKpacka OnepeHusi Jieriia B oc-
HOBY pa3pabOTKH TaKuX MapajurM B OMOIOTHH, KaK TEOPHUS
BU1000pa3oBanus. LIBeT omepeHust BO MHOTOM OIIPE/ICIIsIeT
TO, KaK >KUBOTHBIE OOIIAIOTCS APYT C APYTOM, UTPAET BAKHYIO
POJb B alalTalliil K yCIOBUAM OKpyskatomieir cpenst (Cott,
1940). Cpean nTHIl IMPOKO PacHpOCTPAHEHBI Y30PHI 1epa,
BO3HHUKIINE 01 IaBJICHHEM ecTecTBeHHOoro otoopa (Roulin,
2004; Roulin, Ducrest, 2013).

Oxpacka onepeHust SBISIETCS PE3yJIbTaTOM JIBYX Pa3HbIX,
HO B3aMMOCBSI3aHHBIX (PU3UUECKHUX MPOLIECCOB: 1) XHUMHUye-
CKHMI MEXaHU3M CO3/1a€T OKPAacKy Kak pe3ysbrar NeHCTBUs
BEILIECTB, KOTOPBIE MOIJIOMIAIOT ONPEAEICHHYTO JUTHHY BOJIHBI
1 HOpPMUPYIOT TaK HA3bIBAEMbIE TUTMEHTHBIE I[BETA; 2) OMTH-
YeCKUIl MeXaHU3M, 00yCIIOBICHHBII HHTEp(EpEHITNEH CBeTa,
OTPaXCHHOTO OMOJOTHYECKHMH MHUKPOCTPYKTypamH Iepa,
CO3/IaeT CTPYKTYpHBIE [[BeTa. biaronaps ontryeckomy mexa-
HHU3MY BO3HHKAIOT [[BETA, KOTOPbIE HE MOTYT T€HEPUPOBATHCS
OJTHUMH TOJIBKO MUTMEHTaMH, O/IHAKO CIICIHaIN3UPOBAHHbIC
MHUKPOCTPYKTYPBI 4aCTO TPEOYIOT IPUCYTCTBHSI TUTMEHTOB,
KOTOpBIE TONJIONIAIOT ONpE/IeJICHHBIE JIMHBI BOJIH VIS TO-
Jy4eHus CTpyKTypHbIX 1BeToB (D’Alba et al., 2012). Cae-
J0BAaTCJIbHO, IMTMEHTHBIC U CTPYKTYPHBIC LIBETA ABJIAIOTCA
HE pe3ylbTaToM JIByX HE3aBHCHMBIX HPOLECCOB, a CKOpEe,
OCHOBOI{, OTBETCTBEHHOM 3a Bce pa3HOOOpa3nue OKPACKH.

[TTHIp! XapakTepr3yrOTCst OOJIBIIUM Pa3HOOOpa3HEM 1IBETa
OIIEpEHUsL. DTO CBSI3aHO C TEM, UTO y HHX, B OTINYNE OT MIIEKO-
MUTAIOIINX 1 YeJIOBEKa, BU3yalbHOE BOCIIPHSATHE COPOANICH,
B3aUMOJICHCTBIE C HUMH UrpaeT Beayiiyto poib (Negro et
al., 2016). [TurmeHTHI, OTBETCTBEHHBIE 32 3TO pa3HOOOpasme,
OTKJIJIBIBAIOTCS] HE TOJIBKO B MEPHSIX, HO U B HEOIICPEHHBIX
JacTdax TCJ1a, TAKMX KaK KJIFOB U HOT'U. Yy IITULl OITMCAHbI TPU
TPYIIIBI TUTMEHTOB, JAAIOIINX BAPUAIIMN OKPACKH ONIEPEHUSI:
MEJIaHWH, KapOTHHOWABI M HEOOBIYHBIE IIBETa (Hampumep,
nopduprH). BONBIIMHCTBO U3 3THX MUTMEHTOB IPHUCYTCTBYIOT
TOJIBKO B ompeneneHHbIx rpymnmax nruil (Lopes et al., 2016;
Brelsford et al., 2017; Cooke et al., 2017). Han6osnee mupoko
pacmpocTpaHeHbl METTaHUHBI U KapOTUHOU L. OOBIYHO Me-
JIAaHWHBI BCTPEYAIOTCS Yalle, a y HEKOTOPBIX BUAOB (HANpH-
Mep, JJACTOYKH) YPOBEHb MEJIaHWHA Ha TIOPSA0K BBIIIE, YEM
ypoBeHb kapoTuHOH10B (McGraw et al., 2004).

VY CesbCKOXO3SIMCTBEHHBIX NITHIL, B TOM YHCIE Y Kyp, OK-
packa OIepeHHs] MOXKET CITY)KUTb I'€HETHYECKUM MapKepoM,
IIOJIC3HBIM JIJIs1 I/I)]eHTI/I(bI/IKaHI/II/I nopon, HOHyJ'[S{HI/Iﬁ n ce-
JEKIUOHHBIX TPYII CO CBOWCTBEHHBIMH MM TPU3HAKAMH
(Mowuceesa u ap., 2012; Mitrofanova et al., 2017). Monexy-
HﬂpHO-FeHeTH‘ICCKI/Iﬁ MEXaHH3M IIOABJICHUS TOI'O WJIHW UHO-
TO THIA OKPACKH €IIe 10 KOHIAa He M3y4YeH, MOCKOJIBKY Ha
OZIMH M TOT K€ MPU3HAK MOTYT BIMATH HECKOJIBKO reHOB. OiHU
r'eHbI 00YCIIOBIMBAIOT IIEPBHUHBIC 3D (HEKTH OKPACKH, APYTHE
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UTPAIOT POJIb MOAN(DHUKATOPOB U PETYIATOPOB, BIMSIOMINX Ha
30HAJIPHOE U PETHOHATIBHOE PACIPENEICHNe MUIMEeHTa, pac-
npeaeseHre ero BHYTPH OTIEIbHBIX IepheB (110I0CaTOCTh,
ISTHUCTOCTh, OKalMIIGHHOCTD U Apyrue y3opsl nepa) (FOp-
YEHKO U JIp., 2015). D10 pazaeneHue yCioBHO, U IPOSIBICHHUE
MUTMEHTA MOXKET Pa3In4aThcs B OKpacke IyXa, FOBEHaJIbHOTO
u B3pocioro onepenns Kyp (Cepedposckuit, 1926; Crawford,
1991; Yang et al., 2017).

B Hacrosmem 0030pe MBI paccMaTpruBaeM IPUPOLY Mela-
HUHOBOW OKPACKH Y IITHIL Ha ITPUMEpE Kyp Pa3IMIHBIX TOPO]L,
a TaK¥XKE€ MOJICKYJIAPHO-TCHECTUYCCKNE MEXaHNU3MBI IMOSIBJICHUA
Ppa3HBIX TUIIOB 3TOM OKpacku. B kauecTBe npumepa pa3auuHon
OKPACKH MPUBE/ICHBI TeHO(OHIHBIE TOPOABI U3 OHOpECypCHOM
KoJuteKinu «I eHeTHyecKkast KOJUIeKIMSI PEIKUX M NCUE3AFOIIHX
mopon kyp» (http://vniigen.ru/ckp-geneticheskaya-kollekciya-
redkix-i-ischezayushhix-porod-kur/).

buoxummna cnHTesa menaHnHa

CaMbIM pacripocTpaHEHHBIM TMTMEHTOM Y IITHL] SIBJISCTCS Me-
JIaHUH, Y KOTOPOT'O OMMCAaHbI ABa THUIIA —3YMCJIaHUH U (beOMe—
JaHWH. DyMeTaHuH — OoJiee KpymHas (opma, OTBETCTBEHHAS
3a YepHbIC ¥ KOPUYHEBBIC OTTCHKH, ()EOMEIaHNH OTBEYACT
3a KpaCHOBATO-KOPUYHEBLIC OTTCHKHU. OTH MMUTMEHTHI po-
JIYLHUPYIOTCS SHIOTEHHO B NMEpUPEPHUECKUX TKAHAX, TAKUX
KaK Koka, B CIICIIMAIN3UPOBAHHBIX KJICTKaX MEJIAHOINTAX.

MenaHouunTsl HandoJIee pacpPOCTPAHEHBI B KOXKE, BOJIOCAX,
(hommukynax nepseB U B miazax (Dupin, Le Douarin, 2003).
OOHapy»XeHbI OHH U BO BHyTPEHHEM yXe€, ITUILEBO/IE, IIUTO-
BUJIHOU JKeJie3e, KOCTSIX, Cep/ILe U IaXke B MO3re, Hallpumep,
HelipomenanuH (Zucca et al., 2014).

Y MIJICKOIMTAIONINX W NTHI] MEJIAHUH ITPOM3BOIUTCS B HE-
OOJIBLIMX OpraHesuiax, Ha3bIBAEMbIX MEJIaHOCOMaMU, KOTOPbIE
cofiepKaT Bce (PepMEHTHI, HEOOXOMMEBIE IS TIPOIIecca ITHT-
MEHTAIMU. B 3aBHCHMOCTH OT CTPYKTYpPBI M PacHOIOKECHUS
MEJIaHOCOM, [[BET OKPACKH ONIEPEHHsI ITUI] MOJKET IIpeTepIie-
BaTh m3MeHeHus (Maia et al., 2013; Nordén et al., 2018). Ha
puc. 1 mpexacTasieHo cTpoeHne (BouTHKya repa BO BpeMst
(ha3bl okost 1 pocta. [Tokosiyecs KIeTKU-Ipe/IeCTBeHHUKH
MENaHOINUTOB NIPUCYTCTBYIOT B OCHOBaHMU nepa. Ecim nepo
COPBAHO WJIM MOTEPSIHO B PE3YNBTATE JINHBKH, KICTKH-TIPE]I-
IMECTBCHHUKU MCJIaHOIUTOB aKTUBUPYIOTCA U MUIPHUPYIOT
BBEPX I10 PACTYyIIEMy CTBOIY Iepa, IeIATCS U U PepeHITH-
PYIOTCSI B MEJIAHOIMTHI, TPOIYLIUPYIOIINE TUTMEHT.

[ITryby MenaHuHBl 00Pa3yIOTCsl U3 apOMAaTHYECKON aMH-
HokucnoTsl Tupo3uH (Lerner, Fitzpatrick, 1950). ®epment
THUPO3MHA3a KaTAIN3UPYeT HAYAIbHYIO CTAJHI0 OKHCIICHUS
TUPO3WHA 0 JOIMMaxX1HOHA, KOTOprﬁ SABJIACTCA IPOMEKYTOY-
HBIM IIPOTyKTOM CHHTE3a 000HX THIIOB MeJIaHWHA. B ciy4ae,
eciu B pabOTy BKIIIOYAIOTCS JIOTIOJIHHUTEIbHBIE (DEPMEHTEHI
TRP1u TRP2/DCT, npousoiiger CHHTE3 4ePHOTO dyMeJIaHH-
Ha. Kpome reHeTHuecKoro KOHTPOIIS, Ha MEJTaHOT€HE3 MOTYT
BIIMSITH 9KOJIOTHIECKUE WK (PU3HOJIOTHYECKHE BO3ACHCTBHS,
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Puc. 1. CtpoeHue ponnukyna nepa Bo BpeMs nokos 1 pocta, no (Schwochow-Thalmann, 2018).

a OKpacka Oy/eT 3aBHCETh OT CE30Ha,
nona u ¢popmsl Tokposa. Ha menannn
BIIMSIIOT YETBIPE Kilacca TOPMOHOB: aH-
APOTCHbI, 5CTPOIrCHbI, TOPMOHLI T'UIIO-
(nza (JIOTEMHU3UPYIOIINIA TOPMOH) U
TOPMOHBI IIUTOBH/IHOM KeJe3bl. Memna-
HUH MOXXET B3aUMOJICHCTBOBATH C JIPY-
TUMHU MUTMEHTAMHM, /aBasi CIOXKHYIO
OKpacKy mepbeB. JomoIHNTENBHO ele
HaKJIa/IbIBAETCsl OKpacka, 00yCIIOBIICH-
Has cTpykTypoii mepa (Rzepka et al.,
2016).

JKentblit murMeHT TpeOyeT AONOIHHU-
TEJIbHOW aMHHOKHCIIOTHI — IIUCTENHA.
Hanpumep, npu BEICOKOM YpOBHE ITH-
CTeMHa B OKpY)KalolIeH cpejie MOXKET
OBITH TIOBBIIIICH CHHTE3 (heoMeraHuHa
(Smit et al., 1997; Land, Riley, 2000).
[TomoOnast cutyanus HabOIOmaeTCS U
TIOJ] BIUSHUEM JIPYTHUX (akTopoB (An-
cans et al., 2001), kora KOHIIEHTPAIUSL
win akTuBHOCTh TYR Huska (Ozeki et
al., 1997; Tto et al., 2000) nubo axTH-
BUPYIOTCSI IIyTH, KOTOpPBIE MOAABISIOT
MPOM3BOJICTBO DYMEJIaHUHA, HAIIPUMED
curHanbHBIN myTh arytu (Takeuchi et
al., 2000; Wolff, 2003). bonee BbicOKast
skcnpeccust TRPI u TRP2/DCT koppe-
JIUpYyeT ¢ TEMHOM NUTMEHTalMEN y psja
ITHUII, TAKUX KaK Kypbl, YTKH, KATalCKHIE
pacIucHbIe neperiesia, rojayou u rycu
(Galvan, Solano, 2016; Galvan et al.,
2017). Kpome TOT0, HEKOTOPBIE TOPMO-
HBbI, TAKHEC KaK (X-Me.]'[aHOL[PITaprIﬁ CTU-
Mynmupytormii ropmoH (aMSH), a Taroke
CTEpOUIHbIC TOPMOHBI (TECTOCTEPOH)
BIIMSIIOT HA MEJIAHOTeHE3, KaK [IPaBHIIO,
MyTeM yBEIMUYEHHs TPOAYLUPOBAHUS
symenanuHa (Strasser, Schwabl, 2004;
Eising et al., 2006) (puc. 2).

YuuteiBas pa3HOOOpa3ue MUTMEHTOB
NTHL ¥ X (QYHKII, TOHIMaHNE MoJie-

Puc. 2. BiusHve ypoBHA TeCTOCTEPOHA Ha NOMOBON AMMOPOM3M OKpacKn daBeposb I0COCeBOM
(a, 6) n TanbAHCKON KyponaTtyaToii (8, 2).

3pecb 1 panee Ha dotorpaduaAx npepcTaBieHbl reHOPOHAHbIE MOPOAbI U3 BUOPECYPCHON KonneKumn
«leHeTUYeCKan KOMeKLMA PeAKMX 1 ncye3aloLmnx nopog Kyp». ABTopbl Bcex poTtorpaduin A. CaHraHaeBa,
A.b. Baxpamees.
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Puc. 3. CHuxeHune akTmBHOCTM MCTR OT 3yMenaHMHOBOIO MOMIHOCTbIO YePHOro LBeTa, annenb E
(naHuympeBcKas nopoaa) (a), yepes 6epesoyto OKpacky, annenb ER (y36ekckan 6onuosas) (6) K ycu-
neHuio peomenaHnHoBom okpacku y eWh (Hbro-remnwmp) (8) o nanesoin y eY (nerropH) (2).

KyJISIPHOHW OCHOBBI 3THX MIPOILIECCOB OCTAETCS HEAOCTATOUHO N3yUEeHHBIM. bornbIie
BCETO K HACTOAIIEMY BPEMEHH HAKOIUICHO 3HAHWH O CHHTE3€ MEJIaHHHA.

[pouecc MenanoreHesa BKIItOYaeT (ha3bl CO MHOYKECTBOM JIOKYCOB, Y4aCTBYFOLINX
B CJIOKHOM SKCIIpeCcCHy reHoB okpacku onepenus (Doucet et al., 2004; Baiao et al.,
2007; Uy et al., 2009; Johnson et al., 2012). MonekynsipHbIe HCCICIOBAHUS y MJIe-
KOIHMTAIOIINX M ITUI] OKA3JI1, YTO JIOKYC CIIOIIHON YepHOI OKPacKH KOJUPYeT
penentop meranokoptuna 1 (MCIR) (Takeuchi et al., 1996; Mundy, 2005). 3toT
penenTop BCTPOEH B MEMOpaHy MEIaHOLMTOB M KOIUPYETCS HEOONBIIUM TCHOM
(menee 1000 1. 1.). [Tpu cBsi3piBaHuM ero ¢ anTaronncToM oMSH niporcxoqut us-
MEHEHHE KOH(OPMAINH PEIeNTOPa, aKTUBALIUS a/ICHUIAIIUKIIA3b], BEI3BIBAIOIIAS
nepexon AT® B nuknndeckyro popmy AM®. YBenuuenne ypoBHs HUKIHYECKOTO
AM® BeneT K akTHBAIMU TPACKpUNIMOHHBIX (pakTtopoB CREB (cAMP response
element-binding protein) u MITF (microphthalmia-associated transcription factor)
(Schiaffino, 2010). bonee Boicokast akTuBHOCTH MC1R 00BIYHO TPUBOAMT K OoJIce
TEMHOW IUTMEHTAIMH, TOTIA KaK HU3Kasi aKTUBHOCTB CIIOCOOCTBYET IIPOU3BOJICTBY
theomenanuna (Garcia-Borron et al., 2005).

lNMepBnYHaA NnUrmeHTaymMa onepeHns

bazoBoe it 30HAIBHOE PACTIPE/IeIICHHE YEPHOTO dyMEIaHHHA [0 BCEMY Tely Kyp
ompenensercss Mytanusamu rea MCIR, TpuBOIAIINMEI K U3MCHEHUIO aKTHBU3a-
IIUH PELEIITOPa, YTO OOBSCHICT BAPUAHTHI OKpacku jokyca E y kyp (Smyth, 1990;
Sazanov et al., 1998; Kerje et al., 2003; Ling et al., 2003; Hoque et al., 2013).
Jlokyc E BritodaeT aymienu: E — MOTHOCTBIO YepHAst OKpacka (MHHOpPKA, YePHBIH
346
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aBCTpAIIOPII, TaHIupesckas); ER — Ge-
pe30Basi OKpacka (FOpJIOBCKast TOJI0CH-
cras nopoza); eWP — nomuHanTHas mte-
HUYHAs (HbIO-TEeMMIIUp); et — MUKui
THUII OKPACcKH (UTaNbsHCKasl KyporaTJa-
Tasi, CM. pHC. 2, 6, 2); e — kopuuHeBas
(3aropckas yiococeBas, (haBepoiib, CM.
puc. 2, a, 6); e* — Garrepkan (curm-
JTUHCKUN OarTepkar); e¥ — pereccuB-
Has MIIEHUYHas OKpacka (poa-ailnann)
(puc. 3). OTH annmenu BIUSAIOT HA pac-
TIpe/ieieHIe METaHMHOBBIX TMTMEHTOB
(9ymenanuH U (eomenaHnH) B HEpbIX
(Cepebposckuit, 1926; Somes et al.,
1988; Davila et al., 2014).

HUccnenoanus S. Davila ¢ kosieramu
(2014) mokazanu, 4TO TaIUIOTHIIB TEeHA
MCIR 0OBACHSIOT U3MEHEHUSI OKPACKH
Kyp 10 JIoKycy E y pasnuusbIx nopoz.
O6napyxeHo |1 TarmioTHIIOB MO ceMu
snaunMbIM SNP. Halinena acconumanus
pacnpeneeHust 3TUX TalUIOTHIIOB 1O
amensm nokyca E. Hanbomnpmee gmc-
JIO TaIuIOTUIIOB U3BECTHO JUIS TTOPOJL C
4YepHoU, 0epe30Boii 1 royry0oii okpacka-
MH OIIEpPEHUs], TOTAA KaK KypoIaTdarsle
1 KpacHbIE TIOPOABI OBUIN MOHOMOP(-
HbIMU. 110 MHEHMIO aBTOPOB, MyTaLUs
Glu92Lys mMoxeT OBITH OTBETCTBEHHA
3a aKTHBAIMIO PELENTOopa Ui IPOay-
UpOBaHUA dYMCJIaHWHA, ABJIAACH HE-
00XOIMMBIM, HO HE BCErAa JOCTaTod-
HBIM YCIIOBHEM JUISl MAKCUMaJIbHOMN 3KC-
npeccun yepHoro ¢penoruna (Davila et
al.,2014). Ipyras mytarms Arg213Cys
MOET OBITh NMPUYNHON MOTEPH HIIN
CHIOKEeHHSI QYHKIIUU perentopa ajis
MIPONYyINPOBAaHNS dyMEIaHNHA, & My-
tamusa Alal37Thr — xanaumaToMm IS
ocnabnenus 3¢pdexra Glu92Lys. Ha-
OmromaeMasi COBMECTHAs Cerperamnus
anneneil u monmumopgusmos E B MCIR
MOJTBEPIKIALT, uTO JIOKyc E skxBuBa-
nented MCIR.

B nocnennee Bpems ObutH IIpearpu-
HATBHI NOIBITKU MPOBECACHUA IMOJIHOT'C-
HOMHOTO roucka accormanuii (GWAS)
YEpPHOIH OKPACKH ONEPEHHsI C OTICIb-
HbiMi SNP Ha ynnax pa3nuyHoi MIoT-
Hoctu. OOmee ucciaenosanue (Park
et al., 2013) ¢ momomkto unma [llumi-
na 60K BwisiBUi10 12 3HaumMbIix SNP,
aCCOLMMPOBAHHBIX C OKpackod. B un-
TpoHHOH obmactn AKT3 naiinen SNP
(rs14339964), pacronoKeHHbII Ha XPo-
MocoMe 3, KOTOPBIH, KaK N3BECTHO, SIB-
JISIETCST OZTHUM U3 KITFOYEBBIX T'€HOB B 00-
pasoBaHuu KieTok Menanomsl (Tsao et
al., 2012). Takum 0Opa3om, aBTOPHI J1e-
JIAIOT 3aKJII0ueHue, 4yTo MyTanuu AK73
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MOTyT OBITh CBsI3aHBI C MUTMEHTalMeil onepenus. Jpyrue
nmBa SNP (GGaluGA344987 n rs14641648 na xpomocomax 3
M 8 COOTBETCTBEHHO) PACIIOIOKEHBI B MEXXI'€HHOI 00nacTH
oxosio reHoB KRT7 n PAP2, xoTOpbI€ CBSI3aHBI C MUTMEHTa-
mueit. PAP2 (LPPR5) ysenuunBaeT nurMeHTamnmio (Shan et
al., 2009), a KRT7 BXOANT B CEMEHCTBO I'€HOB KepaTHHA U
CBsI3aH C MeJIaHOIUTapHBIMU oryxoyisimMu (Blum et al., 2010).
Oo6Hapy>xeHHBIH oarmMopdn3M B nHTpoHE reHa DDX6, BO3-
MOKHO, TOXKE CBSI3aH C OKPACKOH, TaK KaK SIBJSIETCS TIOTBEPIK-
JICHHBIM TeHOM 3a0oneBanus koxu Butuiuro (Tang et al.,
2012).

B pabore (Yang et al., 2017) ¢ nomomsto unmna Affymetrix
600K HD Brigsiens! 13 snaunMmeix SNP B gecaTu rexax.
Hatinensr Hanbornee BeposTHBIE, BIUSIOMINE HA CHHTE3 DyMe-
JannHa Kauaunataelie TeHsl SHH n NUAK. OcHOBBIBasCh Ha
MPEABIYIUX HUCCIENOBAHUSIX MOJEIBHBIX BHJOB, aBTOPBI
TIPEATIONIOKIIIH, 9TO TeHbI KHHA3bI NUAK [ ¥ CHTHAITBHBIN TeH
SHH MOTyT UrpaTh pojib B pa3BUTHHU KJIETOK MEIaHOOIaCTOB
BO BpeMsl SMOPHOHAJILHOTO MEPUO/IA, YTO TAKXKE BIHSIET Ha
nurMeHTanuio nepa (Yang et al., 2017).

Ha 6nocuHTe3 M THITBI METAHUHA OKA3bIBACT BIUSHUC aK-
TUBHOCTH TUpo3uHa3bl (Chang et al., 2006). OTcyTcTBHE ee
(hyHKITIH IPUBOANT K ITOJTHOM IOTepe METaHIHA B KOXKe, Tiepe,
CeTJaTKe M BBI3bIBACT AJTbOMHH3M Y pa3HbIX BUI0B. TuposnHa-
3a— Ba)KHBIN ()epMEHT B OMOTEeHE3€ MEJIaHWHA B TATMEHTHBIX
kietkax (Niwa et al., 2002). B uccnenoBanusx W. Liu ¢ co-
aBropamu (2010) rensr Tuposunassl (7YR) n MenaHOKOPTH-
Ha 1 (MCIR) ObUIM TPUHSTH B KAYSCTBE OCHOBHBIX T'€HOB,
YYacTBYIOMINX B MUTMEHTAIINH OTIepeHus IBIUIAT. [Ipodumm
M3MEHEHHS [[BETa OIIEPEHNS M YPOBHH dKCIIpecCHy TeHOB TYR
n MCIR Habnroaaauck ot poxkJeHus 1o Bozpacta 112 nueit.
Yposens sxcnpeccun 7YR ObUT MAaKCUMAIBHBIM B CYTOYHOM
BO3pacTe, a IIOTOM PE3KO CHMKAJICS B TEUCHHE M3YyUCHHBIX
BO3pacToB; ypoBeHb dkcipeccu MC 1R Obl1 HAMBBICIITUM Ha
28-i1 nenp. Dxcnpeccust TYR y TBITUIAT, Hecymux amienu E/E
u E/e B mokyce MC1R, Obliia BBIIIE OT POXKIACHUS 0 28 THEH,
4YeM y TeX, KOTOPbIE HECYT aJlIeiu e/e. DTH MCCIIeI0BaHus
MOKA3aJii, YTO MEXaHU3MBI, BIUIOMINE Ha OKPACKy Iyxa B
CYTOYHOM BO3pACTE, U MEXaHU3MBI, PETYIUPYIOIINE OKPACKY
oriepenust B 6oJiee Mo3HeM Bo3pacte, pasiinyHbl. Kpome Toro,
x0T reH TYR Bo B3anmoaeiicTsuu ¢ TeHoM MC IR SBISIOTCS
OTIPEIEISIOINME (PAKTOpaMH OKPACKH OIICPEHHUsI, pa3HbIe
(heHOTHIIBI HE COOTBETCTBOBAJIM PA3HBIM T€HOTHITHUECKUM
KJ1accaM Kak Jutst reHoB 1 YR, Tak u st MC1R, a perieccuBHas
Oermas Bapuanus rena 7' YR He MOTIa OJHOCTHIO OJIOKMPOBAThH
CHHTE3 MeslaHuHa 10 28 aHel. [lo3ToMy CyTOYHBIE IIBITUIATA
OB OKpAIIeHBI B COOTBETCTBHH ¢ ajuteneM Jokyca E (Liu
etal., 2010).

B uccnenosanuu (Chang et al., 2006) Obuta moka3aHa
BCTaBKa ITOJIHOPa3MEPHOTO PETPOBHUPYCa BHYTPH HUHTpPOHA 4
rena 7YR y peneccuBHbIX Oenbix npimurat (Chang et al., 2006;
Kuliawat, Santambrogio, 2009), npuBozsiiiasi K HApyIICHUIO
9KCIIPECCUM TUPO3HHA3bI. Takol peleCcCUBHBIN 3MMCTA3 Xa-
paKTepeH Ul HeKOTOPBIX OEIOOKPAIIEHHBIX TIOPOI, HAlpH-
Mep 1ienkoBol (puc. 4). leneuus B rene TYR6 HYKII€OTHIOB
(-GACTGG) mpuBena k ayrocoMaabHOMY anbomam3My (To-
bita-Teramoto et al., 2000).

T'enst MCIR u TYR ciyaT MOJIEKYISIPHO-TEHETHIECKON
OCHOBOM 11 (hOpMUPOBAHNS OKPACKHU OTIepeHus y Kyp. py-
THE TCHBI SBIISIOTCS MOAN(PHUKATOPAMH MX SKCIIPECCHH.
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Puc. 4. Wlenkosasa nopopa Kyp. PeLieccrBHbIN anucTas reHa TYR.

leHbl-mopuduKaTopbl
M3meHeHne OKpacku JI000ro reHoTrna 1o Jokycy E Moxer
OBITh MHIIYLIHPOBAHO JOMUHAHTHBIM aJltesieM I, KoTopbIil HH-
THOMPYET SKCIPECCUIO SyMeNIaHNHA, pa3py1ias METaHOLUTHI.
Jlokyc I acconuupoBan ¢ reHom PMEL17, pacrioloXeHHBIM
Ha XpoMocome 33 y Kyp, KOTopasi KOAAPYET CIIeUpIIeCKAi
JUIST MEJIAaHOIIUTOB OEJIOK M MMEET Ba)KHOE 3HAUCHHUE IS
HOpMaJIbHOTO pa3BuTHs dymenanocoMm (Keeling et al., 2004;
Kerje et al., 2004; Natt et al., 2007). Jloxyc I nmeeT geTsIpe
amnens: gomuHanTHei Genwiit (1); Smoky (I8), wactuuno
BOCCTaHABJIMBACT MMUTMEHTAIMIO U JaeT CepoBarhlii (heHo-
THII, SIBJISCTCS PELECCHBHBIM IS JJIOMHHAHTHOIO 0eJIoro,
HO YaCTHYHO JJOMHHHUPYIOIINAM JUIS aJjIesst JuKoro Trmna (i);
Dun (IP) uHruGUpyeT TONLKO SKCIPECCHUIO dyMENaHHHA M
nmaeT kopuaHeBylo okpacky (Galeotti et al., 2003; Karlsson
et al., 2010; Gaudet et al., 2011). JloMuHaHTHBIA OeBIN
ObLT OOHApPYKCH y OCJIOro JISTTOPHA U CBsI3aH CO BCTABKOU
9 m.H. B 3x30He 10 PMELI7, 9TO IPUBEIIO K BBEACHUIO TPEX
AMHMHOKHCIJIOT B TpaHCMEMOpaHHYIO 007acTb. AHAJIOIHYHO
IIOsIBUJIACH AcjIenus 9T aMUHOKHUCIIOT B TpaHCMeM6paHHOﬁ
obmactu B Oernke, komupyemom Dun. Amens Smoky mosBucst
yKe y OeJIoro JITTOpHa ¥ BKIIIOYAET B ce0s KAaK MHCEPIIHIO B
sk30He 10, Tak 1 genenuto 12 HyKJI€OTHIOB B DK30HE 6, HC-
KJIIO4ast YeThIpe aMUHOKHCIIOTHI U3 OeIKa.

Temuo-koprnuneBas (Db) MyTanus y nbliuisT yMeHbIIaeT
HKCITPECCHIO YEPHOTO DYMEIaHUHA U YCHIIMBAET SKCIIPECCHIO
KpacHOro (peoMeIIaHIHa, HO TOJIBKO B OIPEIEICHHBIX YaCTsX
ornepenus. ABropsl pabotsl (Gunnarsson et al., 2011) npen-
MOJIOKUIM accouuanuio Genoruna Db ¢ menerueii 8.3 k0,
pacronokeHHO! Ha XxpomocoMme 1 Ha 14 k0 Beime rena SOX10,
KOTOPBIN SIBISIETCS Ba)KHBIM (PaKTOPOM TPAHCKPHIIIHU B
MEJIaHOIUTAaX U JPYTHUX TUIIAX KIIETOK. Mexanusm }IeﬁCTBHﬂ
9TOW MyTalUH MPUBOIUT K YMEHBLICHHUIO SKCIPECCHH I'eHa
SOX10, 9T0 cHWKAET CHHTE3 KIIIOYEBBIX (PEPMEHTOB, TAKHX
Kak THpo3uHa3a. Jlajee TMpO3WHA3a MPUBOAUT K CHIBUTY B
cTOpoHy OoJee (heOMEeTaHNCTHIECKOTO (KPaCHOBATOTO) IIBETa
OTICPEHHSI, SIBIISIFOLIETOCS XapaKTEepHOH 0COOEHHOCTHIO T'eHO-
tuna Db. TeMHO-KOPHUUYHEBBIH ajiielib 0COOCHHO HHTEPECEH,
MIOCKOJIbKY OH BIIMSIET Ha XapaKTep IIMTMEHTAlHN, a He Ha ee
HaJIMYUe WIn oTcyTcTBHE. [IpocToil TnarHocTnyecknit Tect
JUIsl OpejiesieHust TeHoTuna Db o0neryuT nu3ydeHue qpyrux
JIOKYCOB, CBSI3aHHBIX C OKPACKOH Iiepa.

Eme oqHMM reHoM, BIUSIONIMM Ha SKCIPECCUIO TUPO3H-
Hasbl, siBisiercst red MLPH (Vaez et al., 2008; Bed’hom et
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Puc. 5. CepebpucTasn okpacka onepeHus (g, 6) — annenb S (nepBomaiickas MopoAa), U 3010TUCTas
oKpacka (8, 2) — annenb s (nonTaBckasa rMUHUCTaA NOPOAA).

al., 2012; Xu et al., 2016). U3yuas roayOyto (LAV) okpacky onepeHus Kyp Ha
OCHOBAHMHU OPTOJIOTUHU € TEHOM, BCTpeyaroumces y Muliei, M. Vaez ¢ konneramu
(2008) obHapy KKK OHOHYKIICOTHAHBIN MTOTUMOP(H3M, OCTAOISIONINNA OKPACKY
rena E. [ToznHee y nepenesnoB ObLin HaiiieHb! MyTanuy B rene MLPH, npuBossipe
K (hopMupOBaHNUIO TaBaHIOBON okpacku onepenus (Bed hom et al., 2012). Cs3p
okpacku LAV ¢ MyTauusiMu B 5TOM T'eHe Oblla MOATBEPXKJICHA Ha IPUMEpPE Kyp
nopons! Anu (Xu et al., 2016).

Ha xpomocome Z v Gallus gallus pacTiono)XeH TeH, ONPEaeIIIONIA 30J0THC-
TOCTB U cepebpucTocTh onepenus (Gunnarsson et al., 2007). OH oOpazyeT cepuro
ameneit: S*S (cepedpuctsbiit), S¥N (aukuii THI/3010THCTHIN) 1 S* AL (CBsI3aHHBIIH
C TIOJIOM HECOBEPIICHHBIH abO0MHM3M) (pHC. 5).

B opromnornunom sokyce AL y simonckoro nepenena (Coturnix japonica) Takxe
ObLT HaiiieH anpOuHM3M (AL*A), cBsi3anHbIH ¢ mosioM. OnpesesnseT OKpacky 0e1oK
SLCA45A2, xoTOpBIif UTpaeT BayKHYIO POJIb B COPTHPOBKE BE3UKYJ B METTAHOIIUTAX.
Mytanus 106delT B annene S*AL kyp npuBOANT K CIABUTY PaMKH CUNTHIBAHUS,
00pa30BaHMIO CTOI-KOJIOHA U Jierpaaaiuu coorBeTcTBytomeit MPHK.

Mytamus y amoHckoro nepernena AL*A BBI3bIBaeT MpOCKaNb3bIBAHIE PaAMKH
CUUTHIBaHUA B 3Kk30HE 4. J[Be He3zaBUcHUMble MUcCeHC-MyTaluu Tyr277Cys u
Leu347Met accouuunpoBanbl ¢ cepeOpHucThIM ajuieneM y Kyp. OcoOGeHHOCThIO
BapraHToB SLC45A2 sBisercs crieruduyeckoe HHTHOMpOBaHUE KPacHOTO (eo-
MenaHnHa y cepedpucThix npluisiT (Gunnarsson et al., 2007). OcTtaercst Hen3BeCT-
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HBIM, II0YEMY MYTALMH B 3TOM JIOKyCE
BBI3BIBAIOT TIOYTH MOJHOE OTCYTCTBHE
Kak dyMeJIaHWHa, Tak U (eomenannHa,
TOrJIa KaK HEKOTOpPbIE JOMUHHPYIOIIIE
MHCCEHC-MYTAllUN BBI3BIBAIOT CIICIH-
(uueckoe MHrHOMPOBAHKE MTPOU3BO/I-
cTBa (heoMeaHnHa.

E. Oribe c coaBropamu (2012) m3y4a-
JM cUTHaNbHBIA Oenok arytu (ASIP),
MapakpUHHBIA (aKTOp, KOTOPBIH CTH-
MyJIUpyeT CUHTE3 ()eOMEeNaHNHA U UH-
THOMpPYeT CHHTE3 yMeJIaHuHA B (POJUTH-
KYJISIPHBIX MEJaHOLUTAX. Y MJIEKOITH-
TAIOMNX JUCTAIBHBIN IPOMOTOP TeHa
ASIP nelcTByeT MCKIIOUHUTENBHO Ha
BEHTPAJIbHOM CTOpPOHE Teja, co3aaBast
3aIIUTHYIO MATHUCTYIO OKPAcKy IIHT-
MEHTAIMU U CTUMYJIHpPYS CUHTE3 (eo-
MellaHWHa Ha OproIHo# cropoHe. ASIP
MPOAYLUPYET MSATHUCTOCTD Y LBITIIAT U
B3pOCIBIX CAMOK, aHAJIOTHYHYIO MJIe-
xonuTarmuM. Kpome Toro, mpoMoTop
Kjlacca | 3TOro reHa UrpaeTr BaKHYIO
POJIb B CO3/IaHHMH TIOJIOBBIX pa3sIMyuii,
KOHTPOJIMPYEMBIX ICTPOTCHOM.

BropuuHas okpacka onepeHus
BropuuHas nmurMeHTanus ornepeHus
ompenensercss OeIbIMU MSITHAMH WIN
crenqupUUIECKUM paclpeieIeHHEM
JyMeJlaHMHA Ha OTIEIbHBIX MEPhIX
(Smyth, 1990). MonexynspHo-TeHe-
THUYECKUE MCCIICIOBAHUS 3HAYUTEIBHO
pacuupuiy 00JIacTh 3HAHUH TeHeTHYe-
CKHUX MEXaHU3MOB (OPMHUPOBAHMS Ta-
KO OKpacKu. Y HEKOTOPBIX MOPOJ Kyp
10 BCEMY MHpPY BCTpedaercsi necrpas
OKpacKa OTIepeHus], T1e KOHIMK Oraxaa
okpaieH B Oenblii 1BeT. PopmMupoBa-
HUE TAKOT0 MPaMOPHOT'O PUCYHKa Iepa
CBSI3BIBAIOT C MyTalueil 3HIOTEIMHO-
Boro peuenropa B2 (EDNRB?2), pactio-
noxxeHHoro Ha xpomocome 4 (Kino-
shita et al., 2014). brarogaps >Tum
HCCIEI0BaHUSM ObLT OOHAPYKEH TTOJTH-
MoOp}H3M B KOJUPYIOILEeH 00s1acTH reHa
EDNRB2, mpuBOISIIAN K 3aMEIICHUIO
Arg332His, KoTOpbIii paHee ONHcaH Kak
JIOKYC mO.

Hpyras mytanus G1008T BeI3biBaeT
3amenieHre aMuHOKHcIoTel Cys244Phe
B 9K30HE 5 U IpOBOLUPYET Je(EeKTHOE
CBA3BIBAHUE O€IKa C HYHAOTCIUHAMH.
B pesynsrare Takoi 3aMeHbI HapyIIaroT-
cst nuddepeHnnpoBKa, npoaudeparys
U MHTpanusi MenaHonuros. OnepeHne
Kyp mo“/mo¥ ocBeTIsieTcst 10 ouTH Oe-
JIOHM OKPACKH C HECKOIbKUMHU YaCTHYHO
MUTMEHTHPOBAHHBIMH TIepbiaMHU. [lo-
Ka3aHo, YTO TaKOH ()EHOTHIT HE CBSI3aH
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Puc. 6. Tpy pasnunyHbIx peHOTMMNA B Pa3HbIX COUYETAaHMAX reHa MO C APYTMI reHamy OKpacKu: d — YepHO-MecTpas OKpacka onepeHus (aBctpanopn
YepHO-MeCTpbIN); 6 — cMTLeBas OKpacka onepeHus (NeHNHrpagcKas cuTLeBas); 8 — 6enas cnabo-nectpas oKpacka onepeHus (MyLWKMHCKas nopoaa).

C TEHOM TUPO3HMHA3bl U IMEET ayTOCOM-
HO-PEIeCCUBHBIA THI HACJIEIOBaHUS
M0 CPAaBHEHUIO C MUTMEHTHPOBAHHBIM
(enorurom. B ornune ot anbOMHOCOB,
MYTaHTHBIE IBITUIATAa MOY/moY uMenn
OKpalICHHYIO paTyXHYIO 000JOUYKY
V143 ¥ HECKOJIbKO MUTMEHTHPOBAHHBIX
MATEH Ha OeI0BATO-)KENITOM ITyXe. DTa
MyTanusi IPUCYTCTBOBaJIA TAKXKE Y 0CO-
Oeil ueThIpex SIMOHCKUX MTOPOJL C OeJIbIM
omnepeHueM. Pe3ynbTarTbl CBUIETEINb-
CTBYIOT O TOM, yTO curHanu3anus EDN3
(a3unorenun 3) — EDNRB2 neobxonu-
Ma JiIsl HOPMaJIbHOM MHUTMEHTALH Y
nrun (Kinoshita et al., 2014).

R. Somes (1980) rosopur o mectu
(heHOTHIIaX, MOTYyYaeMBIX B PA3THUHBIX
COYETaHMSIX F'eHa MO C APYTUMHU TeHAMU
okpacku. B 6uopecypchoii «I'enernye-
CKOM KOJUIEKIIUH PEAKUX U HCUE3AI0IINX
MOPOJT Kyp» COXPaHSIOTCSI HECKOJIBKO
MOPOJI, COIEPIKALIMX AJJIe]b MO B CBO-
€M IeHOTHIIE ¥ UMEIOLIHUX TPU Pasind-
HBIX (peHOTHTA (pHC. 0): CUTLIEBBIC T10-
POIIBI Kyp, YEPHO-TIECTPHI aBCTPAIOPIT
Y MyIIKHHCKAs! OPOJIa.

B coBpeMeHHBIX moponax Kyp He-
pEeKo BCTpevaeTcs rmojocarasi Okpacka
OTIepeHHs, CLETICHHAsI C TTOJIOM, KOTO-
past XxapaKTepHu3yeTcsl TOIMHOCTHIO OeIIoi
TMIOJIOCOI Ha OCHOBHOM (DOHE OTIepeHHMsI
M BBI3BaHA TaK Ha3bIBaeMBIM barring-
s dexrom. OcnabieHre OKpacku Ha-
OJrofaeTcs Kak y OIlepeHHsl B3pOCIIOon
MTHIBI, TAK U Y IIyXa CyTOYHBIX IBITUIST
(Campo, 1991; Amekceesud u nip., 2000;
Dorshorst, Ashwell, 2009).

CuernieHHasi ¢ MMOJIOM II0JI0CATOCTb
ornpezensiercst B-mokycom, cBS3aHHBIM

Puc. 7. MnumyTpok. bonee cBetnan okpacka onepexus netyxa (B1/B1) no cpaBHeHWMIO C KypuLen
(B1/-).

cresom CDKN2A (Hellstrom et al., 2010, 2011). JIokyc B ocBemisier nepmaibHbiit
MTUTMEHT B IUTIOCHAX, KJIFOBE M OTPAHNYNBAET PACIIPOCTPAHEHNE YEPHOTO ITUTMEH-
Ta, co3/1aBast monocarblid y3op nepa (Jerome, 1939). Tak kak ren B pacnonoxen
B XpOMOCOME Z, TOMO3MIOTHBIM OH MOXKET OBITh TOJBKO Y TETYXOB, a KYPHIIbI
reMu3uroTHel. CTerneHb ocaabneHns MMTMEHTAuH 3aBUCUT OT FOMO- MJIH TETEpPO-
3uroTHoro cocrostaus amwiens (Koran, 1979) (puc. 7).

B uccnenoanusax (Schwochow Thalmann et al., 2017) ycranoBieno, 4to
CIICIUICHHBIH C ITOJIOM TIOJIOCATHI PHCYHOK ONEPEHHUs y Kyp CBS3aH C JABYMs He-
KOAMPYIOIIMMH ¥ JIBYMsI KOAMPYIOIIMMHU My TallusIMH, BIUSIOIINMHI Ha TPAHCKPUTI-
o AP® B nokyce cynpeccopa onyxonn CDKN2A. Dtu mytauuu o0pasyor ue-
ThIpe GYHKIIMOHAIBHO pa3HbIxX ajtens — BN, B1, B2 u B0. [Tocneqnuii annensHbIi
BapHaHT XapaKTepH3yeTCst SKCTpeMalIbHBIM pa3zdaBiieHreM MenannHa (Schwochow
Thalmann et al., 2017). Dtu asenbHbIe BAPHAHTHI POPMUPOBAIUCH U3 YCTHIPEX
SNP, pacronoxeHHBIX B obmactu 12 k0, Brmrodast 5k30H 1 CDKN2A. [lsa SNP
HaXOIWJIUCh B HeKoAupytomux obmnactsax: SNP1 — B mpomorope, SNP2 — B uHT-
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Molecular-genetic bases
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Jlokyc ~ Xpomo- TeHotun Okpacka Mopopa Tvin myTaumn JIUT. ncTouHMK
coma
MCIR 11 E YepHbini MwuHopkKa, YyepHbI aBcTpanopn lannotun H1 (G274A) Davilaetal, 2014
ER bepe3oBas lOpnoBckasa ronocucras Fannotunsl H1, H4, H5, H6
eWh OMVHAHTHbIN Hbto-remnwup lannotun H7 (A427G)
NWEHNYHbIN
et Oviknia Tun WTanbaHcKana KyponatyaTtas Fannotun HO (pedepeHcHas
nocnefoBaTenbHOCTb)
eb KopuuHeBbI 3aropckas, paBeponb Fannotun HI (4SNP)
ebe CeeTno-nanesas Crynnuinckunin 6attepkan lannotunbl H10, H7, H1
(6aTTepkan)
ey PeueccrBHas HekoTtopble nuHun pog-avnaHg lannotun H11 (C637T)
nweHnYHan
EDN3 20 FM YepHan Koxa Kutanckue wenkosble [ynnnkauma n neeepcua Dorshorst et al.,
1 BHYTPEHHME TKaHN B reHe EDN3 2011
SoX10 1 Db TemHo-kopunuHeBaa  Dpusckne Kypbl [leneuua 8.3 kK6 nepep cantom Gunnarsson et al.,
TpaHckpunuumn SOX10 2011
CDKN2A Z BO benbin Mbpugbl nerropHa n kpacHo  CoyetaHue Tpex SNP: gByx B npo-  Schwochow
IPKYHreeBomn KypuLibl MoTope reHa, SNP B MHTpoHe, Thalmann et al.,
coyeTaHue aByx SNP 2017
B1 YepHble 1 6enble MnumyTpok CouetaHue Tpex SNP B npo-
nonocol MoTope reHa, SNP B UHTpoOHe,
coyeTtaHue asyx SNP
B2 CaeTnbin NeTyx, Tnbpugbl nerropHa n kpacHon  CoyeTaHue Tpex SNP: B npo-
nonocatasa Kypuua  [KYHrneeBomn KypuLibl MoTope reHa, SNP B HTpOHe,
coueTaHue aByx SNP
PMEL17 33 | (aomn-  Benbin (W), benbii nerropH 9 N.H. HCepuwmA B 3K30He 10 Kerje et al., 2004
HaHTHbIN CcepoBaTo-
6enbi))  KOPUYHEBDIN
D bonee ceetnbin, OaH Heneuuna 15 n.H.
yeMm OVIKAA TN
S LbiMuaTbiii benbii nerropH 12 n.H. geneuns B 3K30He 6
(TemHO-cepbIif)
SLC45A2 7 Al benbin Tnbpuabl nerropHa n KpacHo  [eneuna T Hykneotuga Gunnarsson et al.,
[PKYHIeeBow KypuLbl B no3uuum 106 reHa 2007
S Cepebpuctbliii lOpnoBckas ronocucras [1Be He3aBNCMMble MUCCEHC-
myTauum Tyr277Cys n Leu347Met
MLPH 7 LAV*L JlaBaHpoOBbIN OpnuHrToH 3ameHa C103T Vaez et al., 2008
TYR 1 c*C Benbin Kutanckas wenkosas 7.7 K6 BCTaBKa B UHTPOHe 4 Chang et al., 2006
c benbiin JIHus 6enbix NerropHoB Heneuyua 6 n.H. Tobita-Teramoto
(-GACTGQG) etal, 2000
EDNRB2 4 mo" PeveccrBHbIN 6enbii MUHOXUKK 3ameHa G1008T B 5k30He 5 Kinoshita et al.,
mo MNATHWUCTBIN KapnnKoBbIi KOXUHXWH, Monumopduram TC300T, A320G 2014

UepHO-NecTpbIii aBcTpanopn

pone 1. [Ipyrue nBa SNP SBISIFOTCS MHUCCEHC-MYTALUSIMH.
SNP3 BBI3BIBaCT 3aMeIIeHNE BaJMHA aCTapariHOBON KHC-
notoit (VID), B To BpeMst kak SNP4 BBI3BIBacT 3aMeICHIE
aprununa mucrenHoM (R10C). lamtotun Bl ¢gopmupyror
SNP1, SNP2, SNP3. I'arutorun B2 Bxarouaer SNP1, SNP2,
SNP4, a BO — SNP1, SNP2.

Kpome crienyieHHO# ¢ TI0JIOM MOJIOCATON OKpacKu omepe-
HUS, Y Kyp CYIIECTBYeT ayTOCOMHBIN ITOJIOCATHI PUCYHOK
onepeHus. YepHbIe MOIOCH Ha OSIIOM HMIH KpacHOM (OHE B
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9TOM CJly4ae WHIYLUPOBaHbI, BO3MOXKHO, HE OJIOKMPOBKOH,
a yCUJIGHHEM MEJIaHOTeHe3a Ha (DOHE PEeLleCCHBHBIX BapHaH-
ToB E. MonekynsipHas 0CHOBa TaKOH 3KCIIPECCUU €IIEe HENl0-
CTaTOYHO U3y4YEeHa.

H3MmeHenne NBETOBOTO THIIA B 3HAYUTENBHOW CTEIECHH
3aBUCHT OT N3MEHEHHMS KOJIMYECTBA 3YMEIaHOBBIX U (heomMe-
JaHoBbIX nUrMeHToB 1epa (Guernsey et al., 2013), uto co3-
JTaeT MHOKECTBO PA3JIMUHBIX BapUalMil B OCHOBHOM OKpacke
onepenus. Hanmpumep, kopuuHeBasi OKpacka B Pa3HBIX IO-
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poaax Kyp MEHSETCS OT TeMHO-KOPHUYHEBOW (pox-ailnanm)
JT0 30JI0THCTON FIJTH TIaJIeBOM (OpamMa maseBasi, OTbITHAS [ap-
CKOCEJhCKAsT TIOITYJISIIIHS ).

T'ensl, perynupyrouie U3MEHYMBOCTh OKPACKH, MOTYT
UMETh TIEHOTPONHBIH 3PPEeKT U BIUATH HA APyTHE MPO-
IyKTHBHBIC TpU3HAKU Kyp. [losiBIseTCsS BO3MOKHOCTH HC-
I1I0JIB30BaHUA UX B KAYECTBEC MapKepa HUHTCHCHUBHOCTHU pOCTa
1 UIeHTH(UKAIIH HEKOTOPBIX 3a00IeBaHUN NTHIIEL. Tak, reH
SHIOTEIUHOBOTO perienitopa EDNRB2 cBsi3aH co CIoco0-
HOCTBIO THMOETCKUX KypHIl K THIIOKCHYECKOW aJalTaliy B
TOpHBIX ycnoBusx (Zhang et al., 2017). ITonumopdusm B
MPOMOTOpPE TeHA THPO3WHA3bl YR OIpeaensieT YepHYIo
OKpPAaCKy KOXKHM M KOCTEH y LBIIUIAT, YTO BAYKHO IIPH 0TOOpE
OTHIBEI 10 3TuM Tpu3Hakam (Yu et al., 2017). B3anmoneii-
CTBUS MKy TCHAMH ITUTMEHTAIIIH ¥ OKPYKAFOIIEH Cpernoi
MOTYT CHOCOOCTBOBaTh 0OPa30BAHUIO MEJIAHOMBI M OIyXO-
neit (Gudbjartsson et al., 2008; Ibarrola-Villava et al., 2012).
YV nepenenoB HECKOIBbKO MyTaluii B rene MLPH, cuenieHHbIX
C JIaBaHJI0BOI OKPACKOH OMEpeHusi, MPUBOIAT K CHUKCHUIO
*)kuBoit Macchl (Bed’hom et al., 2012).

XapakTepuCTHKa JOKYCOB, KAPTUPOBAHHBIX HA XPOMO-
coMax Kyp M ONpeACISIOIUX 0a30Bbie BapUAHThl OKPACKU
OTIepPeHNs, a TaK)KEe OCHOBHBIC TE€HBI, YIAaCTBYIOIIHNE B TIPO-
Ieccax MATMCHTAIIAH ONICPCHUS Y Ky, IPUBEICHEI B TAOHIIC.

SBontoyusa reHa MCT1R

Penenrrop MenanokopTuHa 1, HTparomuii BayKHYTO poiib B (hop-
MHPOBAHHH OKPACKH ONEPEHUS Y KYP, SIBIISETCS IIPEACTaBUTE-
JieM 1iesoro cemeiictBa G-0eJI0K-CBSI3BIBAIOIINX PEIIEITOPOB,
KOTOpBIC YYaCTBYIOT B psi/Ie BOXHBIX (PyHKIMI OpraHu3Ma,
BKJIFOYasl PEryJIMPOBaHUE DHEPreTHUECKOro OanaHca.

OH/IOTEHHBIMH JINTaHAAMH-aTOHUCTAMH B MEJIAHOKOPTH-
KaJIbHOH CHCTEME SIBIISIOTCS 0-MEJTaHOINT-CTUMYITHPYIOIIUH
ropmoH (a-MSH) n anpenokoptuxoTponHslii ropmoH (AKTT).
B nacrosmee Bpemst m3BecTHO, 4To MATh moaTumoB MCR
ormocpeayroT neiicteue 3Tux muranaos (Schidth, 2001). ITo-
BUJINMOMY, BCE OHU BCTPEYAIOTCS y OOJIBIIUHCTBA MIICKOIIU-
Taronmx, a Take y Kyp (Takeuchi, Takahashi, 1998).

Penenrtop menanoxoptunaa | (MCIR) skcnpeccupyercst
IJIaBHBIM 00Pa30M B KOXKE U OIPEAEISIeT ee MUTMEHTALHUIO, a
TaKKe [[BET BOJIOC MIIM MeXa Y OOJIBIINHCTBA MIIEKOITUTAIO-
KX, YTO OBIIO ITOKA3aHO Ha ITPUMepe HECKOIBKUX MyTallni
B 9toM rene (Rees et al., 1999). V sl MyTanuu B reHe
MCIR xoppenupytot ¢ turmenTauei nepa (Takeuchi et al.,
1996). 3TOT penenTop TaKKe OMOCPEayeT MIPOTHBOBOCTIANIHU-
TenbHOe JeiicTBue nentunoB MSH.

JI0BOJIBHO Majio U3BECTHO 00 3BOIOIIMOHHOM ITPOHCXOXK-
JIEHUH CeMeNCTBa FeHOB peuentopa menaHokopruHa. MCR
KypHIIbl OOHApYKHBAIOTCS B ropas3zo 0ojiee MHPOKOM JHa-
Ma30He TKAHEH 110 CPaBHEHUIO ¢ MIIEKONMTAIOIIUMHU, HO UX
(bu3mosorMUecKoe BO3CHCTBHE JI0 CHX ITOP HESICHO.

B pabore (Schidth et al., 2003) aBTops! HCHOIB30BAIH J10-
CTYIHYIO CPaBHUTEIBHYIO KapTorpaguyecKyio HHPpOpMaInio
JUIS OTIPETIEIIEHHS] BEPOSITHOI XPOMOCOMBI, aCCOLIMUPOBAHHOMN
credoM MCIR. Y Gallus domesticus MCIR pacrojoxeH Ha
GGA11, 9To moATBEPKICHO B ABYXIIBETHBIX HKCTIEPUMEHTAX
FISH, xoTopble 0HO3HAUHO MOKa3alM MOCIEI0BATENbHYIO
rudpuausanuio MedeHHoro ouotuHom MCIR Ha TOW xe
XpOMOCOME, YTO M MEUEHHBIX IuToKcureHnHoM ADL02232
u MCWO0097. [locnennue, kak U3BECTHO, IPUCYTCTBYIOT Ha
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MornekynspHo-reHeTuYeckme OCHOBbI
bopmMrpoBaHNA OKpaCKK ONepeHuns y Kyp

GGA11 (Schiéth et al., 2003). B 310ii paboTe IPOBEICH TAKKE
(unoreneTnyeckuit ananms cemeiicra MCR Ha ocHOBe Me-
Toma MakcuMaIbHO 3koHOMuH (MEGA?2) ¢ ncrions3oBanreM
MOJTHOPA3MEPHBIX aMUHOKHUCIIOTHBIX MOCJIEA0BATEIbHOCTEN
Ka)KJIOT0 M3 penenTopoB. belIo moka3zaHo, 4To IeHbl, OTBeva-
fommue 32 MCR1-penientopbl, pOPMUPYIOT OTAEIBHBIH Ki1ac-
Tep 'eHOB, BO3HUKILNIA, BEPOSTHO, B XOJI€ TYTUIMKAIIUH.

3aknioyeHmne

Oxpacka OorepeHHs y HTHUI] CIYXKHUT KIHOYEBBIM (aKTOpOM
TIPH B3aUMOJICHCTBUH TITUI] MEXIY co00ii Oaromaps uxX Xo-
POIIIO Pa3BUTOMY 3PHTEIILHOMY BOCIIPUSITHIO OKPY’KAIOIIETO
Mupa. Y CelbCKOXO3SHCTBEHHBIX NTHILI, B TOM YHCIE Y Kyp,
OKpacka OTIEpPEHUs OMpeseNseT IeKOpPaTHBHbIE KadecTBa U
SBJIICTCS MApKEPOM JUIsl MICHTU(HUKALIMN TIOPOJ, MOMYIISIINAI
U CEJIEKIMOHHBIX Ipymi. MHOrooOpasue OKpacku orepeHust
CKJIA/IBIBAETCSI B PE3YJIBTATE ABYX B3aUMOCBSI3aHHbIX (pU3nye-
CKHUX TPOIECCOB — XUMUYECKOTO U ONTHYECKOTo, Oarogapst
KOTOPBIM ()OPMHUPYIOTCSI TUIMEHTHBIE M CTPYKTYPHBIE IIBETA.
CambIM pacrpOCTPaHEHHBIM MUTMEHTOM Y HTHI] SIBIISETCS
MEJIaHWH, JJIs1 KOTOPOTO ONHMCAaHbI /IBA THIA — SyMEIaHUH
n (peomenanuH. [Iurmenranus ornepeHus BbI3BaHa pac-
Mpe/IelIEHUEM YEPHOTO SyMEJIaHWHA TI0 BCEMY Tely Kyp U
onpenensaercss Mmyrauusamu reia MCIR, B KOTOPOM ONUCAHO
HECKOJIbKO TaIlJIOTHIIOB, OOBSCHSIOIMX U3MEHEHHUSI OKPACKH
Kyp 110 JIoKycy E y paznuunsix mopon.

Ha menaHoreHe3 MOTyT OKa3bIBaTh BIMSHHE TOPMOHBI U
tdepmentsr. ['enst EDN3, SOX10, PMEL17,SLC4542, MLPH
u TYR SBNSIOTCS MOJIEKYIISIPHO-TEHETHIECKMMHU MOAN(HUKATO-
pamu ripu (GOPMHUPOBAHIN OKPACKU ONIEpeHHs y Kyp. MyTtanmu
B 9TUX I'€HaX U3MEHSIOT YPOBEHb IKCIIPECCHH, UTO ONpEesIeT
O6roCHHTE3 U TUITBI MeJlaHWHA. HekoTopble MHTHONPYIOT UITH
YMEHBIIAIOT 00pa30oBaHNWE YEPHOTO dyMEJIaHNWHA, APYTHE
YBEJIMYUBAIOT KOJIMYECTBO KpacHOro eomernanuHa. OnucaHbl
BapUaHTHI CTIEIM(UIECKOTO PACIPEIENCHNsI TTNTMEHTOB Ha
OT/ICNBHBIX MEPhsIX, POPMHUPYIOIIHE MPaMOPHBIH U IT0JI0Cca-
TBIl PUCYHOK, YTO CBSI3BIBAIOT C MyTALUEN IHIOTEIUNHOBOIO
penentopa B2 (EDNRB2) n mytammusamu B reHe CDKN2A.
B namem 0030pe paccMarpuBaeTcsi Mpupoa MEJTaHHHOBON
OKpAacKH y ITHIL HAa IPUMeEpPE KypP Pa3IHUIHBIX TOPOJI, @ TAKXKE
CJleNaHa MOMbITKA CHCTEMaTH3UPOBATh 3HAHUS O MOJIEKYJISIp-
HO-TEeHETHYECKUX MEXaHU3MaX IOSBICHHS PA3INYHBIX THIIOB
OKpacCKH.

HecmoTpst Ha TO UTO TEHOM Kyp XOPOIIO N3Y4EH, OMICAHBI
ellle He BCE T'eHbI, BIUSIONINE Ha OKPAcKy. JloMOoIHUTEIbHBIE
CIIO)KHOCTH CBSI3aHBI C TEM, YTO pa3HbIMU I€HaMU HMHOTJA
POy LUPYETCS] OMHAKOBBIN PUCYHOK OIIEPEHHUSI, @ TOINMOp-
(hU3MOM OZTHOTO TeHA MOTYT OPENIEIISITHCS pa3IndHbIe peHo-
Tunsl. [IppMeHeHe HOBBIX COBPEMEHHBIX METO/IOB aHAIN3A
JHK, Takux Kak CeKBEHHMpPOBaHME, TOJHOTEHOMHBIN aHaIu3
C MICTIOJIb30BAaHMEM YHITOB PA3INYHOH IIIOTHOCTH, SKCIIPECCH-
OHHBII aHAJIN3 Ha NITHULIE U3 OMOPECYPCHBIX TOMYJISILUH, 1O~
3BOJIUT MOJIyYUTh HOBBIE JAHHBIC O T'€HAX, ONPEACIISIONINX
OKpacKy OIIepeHHsL.
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