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Pesiome

B cyneOHOl MenuuuHe CymiecTBYeT HEOOXOMUMOCTh YCTaHOBHTH JUIS aHAM3HUPYEMOTO OHOJOTHYECKOTO
Marepuaa MoJoBYI IPHHAAIEKHOCTb UX BiIajenbia. s 3toro Heodxonumo ¢ nomouisto I11IP BeIsIBIATE
cnemduynele nocienoBarensHocTH JJHK, xapakrepHble Toibko st Y-xpoMocoMsbl. Uit aTux wneneit
WCIIOJIL3YETCSI ENbIH PsAJl IOKYCOB, pacIoiararoluxcsi Kak Ha Y- U X-XpoMOocOMax M HECYIIUX MPH dTOM
OTpe/IeTICHHbIE PAa3/IUYus B HYKICOTHIHBIX MocienoBaTenbHocTsaX (anbdoununie caremumtel DYZ u DXZ;
amesnoreHnHoBble Jokychl AMELY u AMELX; rensl crepounnoii cynbgarazsl STS; reHbl HEHpOJIMTHHA
NLG4Y u NLG4X u 1p.), Tak ¥ HaXOAAIIHECS TOJIBKO Ha Y-XpoMocome (ToJ-onpenesstomuit pernod SRY;
reH cneunuduueckoro Oenka cemennuka TSPY u ap.). [Ipu 3TOM 3KCHEPThI-KPUMHHAIKCTBI YaCTO UMEIOT
JEI0 ¢ TOBPEXICHHBIMA WM cTapeiMu obOpasuamu, B KoTopbix JIHK momseprmace paspymenuio u
MIPOTSDKEHHBIX (DParMEHTOB MOXET HE OBITh; NMPH aHAINW3€ TaKoro MaTepuayia MOTYT OBITh MOJYYEHBI
JIO)KHOOTpHIIATEIbHBIE pe3ynbTaThl. TakuM oOpazom, B JTHK-kpuMUHaNUCTHKE NPU JETEKIMU TeHIEPHBIX
JIOKYyCOB HY)XHO CTPEMHTBHCS K JIETEKIMHM aMIUIMKOHOB MHUHHMAJIBHO BO3MOJKHBIX pa3MepoB. B manHOM
0030pe ompeeNeHHbIH aKLIEHT JelaeTcs Ha pa3Mepax aMIUIMKOHOB M, KaK IOKa3bIBaeT NMPaKTHKa, Ui
0OJBIIMHCTBA JIOKYCOB X MHUHHUMU3AIM OKa3bIBaeTcss BocTpeboBanHOi. [Ipnaem momo6usrii [P anamm3
B psge ciaydaeB (y XX-myxuuH, XY-KEHIIMH, y JIUI C JAPYTUMH aHOMAJHMSMH MOJOBBIX XPOMOCOM, Yy
JFOJIeH, CO3HATENPHO CMEHMBINUX CBOO TIOJIOBYIO MPUHAICKHOCTD) CIOCOOEH MPUBOIUTH K JIOKHOMY
omnpefeNieHNI0 (DEHOTHITMYECKOTO TOJIa M3-3a TEeHETHUSCKHX OCOOCHHOCTeW TakMX WHAMBUAOB WM B
pe3ysibTaTe pacciellOBaHHE MPECTYIUICHUS], COPUSHTUPOBAHHOE Ha IMOWCK IPEJCTABHUTENS KOHKPETHOI'O
IoJIla, MOXKET TOWUTH MO JOXKHOMY myTd. KapawHambHeIM permeHueMm pgaHHoW mnpoOmemsr B JIHK-
KPUMHUHAIMCTHKE MOXeT crarh BceoOmas JJHK-perucrpanms Bcero HaceneHusi, KOTOpas MO3BOJUT II0
OMOJIOTHYECKUM CJIE€ZIaM C BBICOKOM TOYHOCTBIO YCTAHABIMBATH KOHKPETHOI'O YEJIOBEKA, KOMY 3TH CJIE/IBI
MIpHUHAUIEXa(T)JIN, U €TO PEATbHBIH MOJ yXKe Oy/IeT HEBaKEH U ONpeAensiTh ero ¢ nomouisio I[P Oyner He
akTyanbHO. [lomMuMo cyneOHON MemumuHBI NMpoOJIeMa YCTAaHOBJIEGHHS IOJIa CYHIECTBYET M B JKEHCKOM
criopre. Ha mpoTspkeHHH 1enoro IecaTHiIeTus: At 3Toro ucnoib3oBasicss meron [ILP ¢ HekoTophiMu U3
MEPEYHCIICHHBIX BHIIIE JIOKycoB, HO ¢ 2011 r. ot mpoBenenus I[P oTka3amuch, U BMECTO Hee CTald
OTIPENETISITE YPOBEHb MYKCKOT'O TOPMOHA TecTocTepoHa. OHAKO € TI0JIOM Y CIIOPTCMEHOK ropasio 00JIbIe
ITUYECKUX BOIIPOCOB, HEIKEITH TCHETUYECKHX.
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Resume

In forensic medicine, it is necessary to establish the sexual identity of the owner of the analyzed biological
material. To do this, it is necessary to use PCR to detect specific DNA sequences that are characteristic
only of the Y chromosome. For these purposes, a number of loci are used, located on both the Y and X
chromosomes but carrying certain differences in the nucleotide sequences (alpha satellites DYZ and DXZ;
amelogenin loci AMELY and AMELX; STS steroid sulfatase genes; the genes of the neuroligin NLG4Y
and NLG4X, etc.), and those located only on the Y-chromosome (sex-determining region SRY'; gene of the
specific testicular protein TSPY, etc.). At the same time, forensic experts often deal with damaged or old
samples in which the DNA has been destroyed and extended fragments in it may simply not be, as a result
of which false negative results will be formed. Thus, in DNA forensics, when detecting gender loci, the
sizes of amplicons should tend to the minimum possible. Therefore, in this review article, a certain
emphasis was placed on the size of amplicons, and as practice shows, for most loci, their minimization is in
demand. Moreover, such a PCR analysis in a number of cases (in XX-men, XY-women, in persons with
other sex chromosome abnormalities, in people who deliberately changed their gender identity) it can lead
to a false definition of the phenotypic sex due to the genetic characteristics of such individuals. As a result,
the ongoing investigation of a crime, focused on the search for a representative of a particular gender, can
go down the wrong path. A cardinal solution to this problem in DNA criminology can be a universal DNA
registration of the entire population, which will allow for the biological traces with high accuracy to
establish a specific person to whom these traces belong and his real sex will no longer be important and it
will not be relevant to determine it with the help of PCR. In addition to forensic medicine, the problem of
establishing gender also exists in women's sports. For a whole decade, the PCR method and some of the
loci listed above were used for this purpose, but since 2011 PCR has been abandoned and instead the level
of the male hormone testosterone has became determined. However, with the gender of female athletes,
there are much more ethical issues than genetic ones.
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Beenenne
B cyne6Hoit MenunuHe coryiacHo MyHKTY 84.10
mpukaza Ne346m  Mumsapascomnpazsutusi  PD ot

12.05.2010 r. «O6 yrBepxaenun [lopsiika opraHu3anuy u

MPOM3BOJICTBA  CyA€OHO-MEAUIIMHCKUX  OJKCIIEPTH3 B
TrOCYJapCTBCHHBIX CYACOHO-IKCIEPTHBIX  YYPEKICHHUIX
Poccuiickoit Denepaumy, riacsuemMy, 4TO
YCTaHOBIICHHE MOJIOBO#M TIPUHAIICKHOCTH

OMOJIOTHYECKUX CIICIOB U OOBEKTOB SIBISIIOTCSI OAHUM M3
OCHOBHBIX BHJIOB HCCIICIOBAHUH TIPH MOJICKYJISIPHO-
TCHETHYEeCKOW WHAWBUyallM3alliy 4eJoBeKa, TpeOyercs
OTpENeNsITh A  aHAIU3HPYEMOTo  OHMOJIOTHYECKOTO
Marepraia MOJOBYIO NPUHAUICKHOCTh MX BIaAENbLa,
MMOCKOJIBKY 3TO MPaKTUYEeCKH HAMOJIOBHHY (KoTrna

OXKHIaHWE MYKYHH W JKCHIIUH pPaBHO3HAYHO) CYXKaeT
KpYr TeX, KOMY OTH cliefbl (OCTaHKHM) MOIJIH Obl
npuHaAIexkKaTe. JIs STOro  HEOOXOAWMO  BBISABIATH
cnenuduynpie nocnenoBarenbHocTu JIHK, xapakrepubie
TONBKO i Y-XpoMocoMbl. Ho wu3-3a ciydaromuxcst
HAPYIICHUHA TOJOBBIX XPOMOCOM, TPUBOMAIIAX, B
4acTHOCTH, K XX-myxunHam win XY-KeHIIWHAM, a
TaKkKe K JAPYTMM XPOMOCOMHBIM aHomanusM [AcCién,
Acién, 2020], »T0 He Bcerma JgaeT OJHO3HAYHBIN
pe3yibpTaT, OXHAKO TIOHOOHBIE TECTHI IPOBOJISTCS.
HecmoTps Ha TO, uTO Y-XpOMoOcoMa SIBJISICTCS OJHOW W3
CaMBIX MEJKHX XPOMOCOM B KAapUOTHIIE 4YeIOBEKa U
MEHbBIIIE APYrod MOJOBOM X-XpOMOCOMBI IOYTH B TpH
pasza, TeM He MeHee, OHa HECeT MPHUCYIIUE TOIBKO el
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MOBTOPSAIOIIUECS YYacTKHM, a TaKXkKe B HEW HaxXxOAATCs
HEKOTOPbIE MapHbIE T€HbI, HECKOJIBKO OTIMYAIONIUECS OT
TOMOJIOTHYHBIX MM W HaXOJIIMMCS Ha X-XpoMoOcoMe, a
TaK)K€ YHHKaIbHBIC T€HbI, IIPUCYIIUE B HOPME TOJIBKO Y-
XpoMocoMe, Omaromapsi 4emy TOSIBJISIETCS BO3MOKHOCTD
JIETEKTHPOBaTh IMOJ Hcciexyemoro obpasuma. [Tommmo
JHK-kpuMUHATUCTKH TpoOiieMa yCTAaHOBJICHHS II0JIa
CYIIECTBYET M B XXCHCKOM CIOPTE, ¥ HEKOTOPOE BpEMs
HCIOJIH30BAJICS HEMPSIMOM CIOCOO YCTAaHOBIIGHHS II0JIa,
3aKJTIOYAIONIMNACS HE B JETEKUUH Y-XpOMOCOMBI, a B
MPUCYTCTBUH B aHAIM3UPYEeMOM 00pasie X-XpOMOCOM B
JIBOMHOM KOJIMYECTBE, HYTO OISTH-TaKW paboTaeT mpu
OTCYTCTBUH XPOMOCOMHBIX HAapYILIEHHUH.

Jis  BBIABIEGHUS TPUCYTCTBUS  KaKOTO-JINOO
TeHETHYEeCKOTO MaTepHana B HEKHX oOpasmax TpeOyercs
noa00p NpaiiMepoB, OTKUTAIOIMXCS HAa KOHKPETHBIX
yaactkax JHK, ¢pmaHkupyromux HnCKOMBIA GparMeHT st
ero amIMQuKanuy ¢ MOMOLIBIO TONIMMEPA3HOH LIEMHOM
peakmmu  (TIIIP). Jlns TOBBINICHUsST CHCITU(DAYHOCTH
IpoIlecca B PEakIMI0 MOXKET ObITH J00aBJeH MEUEHHBIH
HOIXOMIIUMH  (ITyOpOXpOMaMH  TMOPHIN3alMOHHbBIA
30HJ, Opuxoadumuics Ha nocinenosareasHoctn JHK
MEXIy TIpailMepamMu, UYTO TaKkxke oOecrednBaeT
BO3MOXKHOCTh KOHTPOJISI 32 MPOTEKAaHWEM pPEAKIHH B
peanbHOM BpeMeHHU. IlosToMy Jid BBIABICHHST MCKOMOTO
TEHEeTHYECKOTO MaTepuana JOCTaTOYHO HAJIMYMsA B
HCCIIEyEMOM oOpasie (parmeHToB JHK ¢
MpUOIN3UTENbHEIMU pa3Mepamu 40-50 IL.H. IpH IETEKINH
aMIUIMKOHOB II0 KOHEYHOW Touke mnu 55-80 m.H. mpu
JETeKIIMH B peXHMEe pealbHOro BpemeHu. UM 3aechk
3aKIIOYaeTCs  KOPEHHOE  OTIMYHME OT  BBIIBICHHA
npumensiembix 1npu JHK-upeHtnukanum nu4HOCTH
STR-70KycOB, TMOCKOJIBKY B HX ClIy4ae HMEHHO
MOCIIE0BATENbHOCTh HYKIEOTUAOB MEXAY MpaliMepaMmu,
HeCyllas pa3inyHOE YHCIIO TOBTOPSIOIIUXCS MOTHBOB,
sBisiercst nHpopMaTuBHOH. [loaTOMY pazMep aMIUIMKOHOB
it STR-JIOKYCOB ompeaensieTcs Kak IMPOTSHKEHHOCTHIO
TaKoTO WH(POPMATUBHOTO YJacTKa, TAK M PACIOIOKECHHEM
MOAXOJAIMX MECT A OTXKUIa IpaiiMepoB. 3ayacTyro
9KCTIEPTHI-KPUMHHAINCTEHI HUMEIOT JIeTo c
MOBPEX/ICHHBIMU WIJIM CTapbIMu 00pasliamMu, B KOTOPBIX
JHK mnoaBepriack pa3pylieHHIO, W OTHOCHUTEIBHO
MPOTSDKEHHBIX (pparMeHTOB (0OJOMKOB MOJIEKYN) B HEH
MOXET mpocTto He ObiTh, wu [Il[P-anamm3 gact
JIO)KHOOTPHUIATENbHBIA pE3yabTaT, Ha caMOM Jele He
CBUJICTENIBCTBYIOIINI 00 OTCYTCTBUM MCKOMBIX MHIIEHEH.
Taxum 00pa3oM, MPUMEHUTENBHO K AETEKIIUH T€HICPHBIX
JIOKYCOB HY)XKHO CTPEMHUTBCS K TOMY, YTOOBI pa3zMepsl
aMIUTMKOHOB NPUOIMKAINCh K MUHUMAIBbHO BO3MOXKHBIM,
0e3yCIOBHO NPUHMMAsI BO BHIMAHHE BEPOSITHBIE HHJICIHI,
ciyXalige B TOM YHUCIE WASHTU(PHUKATOPAMHU TOTO HIIH
MHOTO JIOKYCa U3 Pa3HBIX MOJOBEIX XpoMmocoM. Vcxons n3
BBIIIECKA3aHHOTO, MPHU PAaCCMOTPEHHHM B JaHHOM CTaTbe
UCTIOJIB3YeMbIX Ul YCTAQHOBJIEHHsI Tosna 00pasioB
pa3sNMYHBIX T'CHOB OINpPENENICHHBIA aKIEHT JeNajics Ha
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pasMepax aMIIJIMKOHOB U, KaK IMOKAa3bIBACT MPAKTHUKA, HJIA
OOJIBIINHCTBA JIOKYCOB TCHACHIHMA K WX MHWHHUMU3AIUH
SABHO HPOCJICIKUBACTCA U OKA3bIBACTCA BOCTpe6OBaHHOI>i.

Aabdouanas caresututHasa JJTHK

Jo mosnenust merona IIIP mpucyrcrBue Y-
XPOMOCOMBI JUTS KPUMHUHAIACTHYECKIX nenei
MpeUIarajock IMPOBOJUTH C IMOMOIIBI0 MOJICKYIISIPHOMH
JOT-010T THOpUAM3AIMK C PaIAOAKTUBHO-MEUEHHBIMU
30HJaMH, KOMIIEMEHTapHBIMU ()parMeHTaM Y -XpOMOCOM
[Tyler et al.,, 1986]. B rutupyemoii paboTe Ui 3TOro
ObuTa WCTONB30BaHA Mpoda B BHAEC PEKOMOMHAHTHOM
TUIA3MHU B, Hecymen coJIeprKaIui TIOBTOPEI
KJIOHHPOBaHHBIM (parmMeHT Y-XpOMOCOMBI HeIOBEKa
pa3mMepoM Okoyio 3,4 T.ILH., HCTIOJh30BAHHBIA paHee s
MPEHATAIFHOTO OMpEICICHHs Ioja Oymyliero pebeHKa
[Lau et al., 1984]. Jlns obHapyxeHus Y-XpOMOCOMBI B
JOT-0JIOT WM CIOT-0JI0T TMOpHIM3AaLUAX MpeaIarajloch
WCTIOJIF30BATh W MHBIE THOPHUIN3AIMOHHEIE TPOOBI, B TOM
yucie Oe3 mpumeHenus pamuoaktuHoctu [Gill, 1987;
Stalvey, Erickson, 1987; Fukushima et al., 1988;
Kobayashi et al., 1988; Yokoi, Sagisaka, 1989; Fattorini et
al., 1991], HO TakWe TOAXOABI HE  OYEHb
MIPON3BOIUTENHHBI I BECEMa TPYIOEMKH.

IMocne paspabotku meroma [P mosBHIMCH
HOBBIE  yHHKAJbHBIE BO3MOXKHOCTH  JACTeKIMH Y-
XPOMOCOMBI ITyTeM OBICTPOH HapabOTKH B JIOCTaTOYHBIX
JUISL BU3YalTH3alMU KOJIMYECTBAX OTPEIEICHHBIX YUaCTKOB
JHK, u mosToMy cTanu IMOSIBISATBCS CTaThH, B KOTOPBIX

coo01anock 0 MIPOBEJICHUH amrmuKanuu
crenn(QUIHBIX IS X- )54 Y-xpomocom
MOCIICIOBATEIPHOCTEH, B TOM YHCIE COJCPIKAIINX

noBTOpBL. Cpeny TaKOBBIX OKA3aJICs BCE TOT K€ y4acTOK
JHK pasmepom 3,4 T..H.,, BBIABICHHBIM paHee Kak
cierubuUHBI ST MyKCkux ocobeii [Cooke, 1976],

wionupoBanueii  [Lau et al, 1984] wu 3arem
cexkBenupoBannbiii [Nakahori et al., 1986]. B pesynbrare
OTIpeICTICHNsT ~ HYKICOTHIHOW  TOCIEIOBATEIIEHOCTH

nanHoro (¢parmentra JIHK, mnomy4yuBmiero HasBaHue
DYZ1, BeIsICHHIOCH, YTO OH IPEUMYIIECTBEHHO COCTOHT
n3 713 TaHAEMHO pacIOJIOKEHHBIX MEHTAaHYKJICOTHIHBIX
MOBTOPOB, CpeId KOTOPBIX IPEBANIUPYIOT HECYIIHEe
TTCCA-motuB. CTOJIb 3HAaYMTEIFHOE BHUMAHHE 3TOMY
yuactky JIHK yneneHo 3neck He ciydailHO, MOCKOJBKY
BIIOCJICACTBMM Pa3HBIMH aBTOPAaMH OH HEOIJHOKPATHO
UCTIOJIb30BAJICS JULsSt OTIpeJIeNIeHNUST TeH/IepHON
npuHamnexxHocty obpasnoB IHK. Tak, Opimr mogoOpanbt
npaiiMepsl, orpaHnuuBaronive 149 mut ¢dparmenT sroi
MOCJIeA0BaTENIbHOCTH, € MOMOUIbI0 KoTopbix B IILIP on
ObT JETEKTUPOBaH y IUIOJa C IIOAO3PEHHEM Ha
remopuwmio  [Kogan et al, 1987]. DOra pabota
IpuMedaTeNibHa eIle M TeM, YTO OHa CTala OJHOW W3

1 .
B noamnucu K puCyHKy B TOH CTaTbe YIIOMHHAETCS €70
pasmep kak 154 m.H.
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HNEepBBIX, B  KOTOpeIX 1npu  mpoBeaeHuu  [IIIP
UCIIONIb30BaJIacCh TepMocTabwibHas Taq mnojuMepasa
[Mullis, Faloona, 1987], eme mo mosBieHHUsS B KypHale
Science crathHM, Ha KOTOPYIO B HACTOsIICE BpeMs
CCBUIAIOTCS, KaK Ha MEpBYIO MyOIHMKAamWuio, B KOTOPOH
onucad npuniun metona [P [Saiki et al., 1988]. Tlozxe
Ha OCHOBE »JTON mocienoBarenpbHocTd DYZ1 Obun
BEIOpAHEI APYIrHE IpaiiMepsl, OTPaHUYUBAIOIINE YIaCTOK
B 102 m.H., Takke MOCITYKUBIIUI I ONpeeseHHs ojia
Oymymero pebenka yTeM 0OHapyKEHUs B
LUPKYJIUPYIOIEH KPOBM MaTepH  COOTBETCTBYIOIUX
¢eranpubix KiteTok [LO et al., 1989]. Xots st paboTs He
UMenu  HemocpeacTBeHHoro  otHomenus k  JJHK-
KPUMUHAJIMCTUKE, OHM  3QJOXKWIA  TOYBY  JUIs
JMABHEHINEr0 pa3BUTUS JaHHOTO Toaxona. UyTs moske
yKe B NpOQHUIBHOM JKypHajie Oblia OIyOJMKOBaHA
craThsl, B KoTopoi ncrounukamu [IHK sBumuch cBexas
KpOBb, TIATHA KPOBHM M pa3JOKMBIIMECS TKaHU, a
MHUIICHBI0 Ha Y-XpoMocoMme mociyxkmna ta xe DYZ1
MIOCJIE0BAaTEIbHOCTh, HO TpaiiMepsl OBUIM BBIOpaHBI
WHbIE, orpaHu4KBatonue 4ersipe ydacrka A, B, Cu D ¢
pazmepamu 900, 1024, 1086 u 647 n.H. COOTBETCTBEHHO
[Akane et al, 1991]. 3aech HYXHO 3aMETHTh, YTO
aMIUTHKOHBI TaKUX OOJBIIUX pa3MEpOB Mall0 TIPHTOTHBI
s JTHK-kpuMUHATHCTUKH, HO B JAHHO# paboTte ele
U OHOTO JIOKYCa, TAK)KE MUCIIOIB3YEeMOTO IS JeTeKIINU
Y-XpOMOCOMBI’, BHIGPAHHbIE HPAliMepPl BEIH B LEIOM K
HapaOOTKe JOCTATOYHO TPOTSDKEHHBIX — aMIUIMKOHOB
mmHo# 800 - 1000 m.H.

Ha ocHOBe WM3BECTHOH IIOCIENOBATEIBHOCTH
CaTeJUINTHOMN JAHK anb(pougHOTO THIIA,
pacrojiararouielicss B IIEHTPOMEPHOH YacTH XpOMOCOM,
OBLTH mo100paHEI cnenupuIHbIe mpaiiMepsl,
OTpaHUYMBAIOIINE JUIs Y -XpPOMOCOMBI y4acTok B 170 m.H.,
a qist X-xpomocombl — B 130 TL.H., 9TO MO3BOJHJIO C
nomoupto [P onpenenuts NOJOBYIO NPHUHAIEKHOCTD
y ob6pasiioB B Buae cyxux msred kposu [Witt, Erickson,
1989]. Tlozxe, MCTONB3yS 3Ty HpaiMEpHYIO CHCTEMY,
JPYrUM aBTOpaM YIAJIOCh YCTaHOBHTH I0JI 00pa3loB,
MIPEACTABIAIONINX CO0OW KOCTHBIE OCTaHKH |2-eTHei
JTAaBHOCTH, & TAKKe MOJYT0M0BOM, TOJJOBOW M TPEXJICTHEH
JIABHOCTH IISITHA CJIFOHBI, BOJIOCSTHBIC JIYKOBHIBI M KarlIu
kpoBu cootBercTBeHHo [Fattorini et al., 1993]. Drot xe
KOMIUIEKT ~ MpaiiMepoB  TO3BOJMJ  YCTaHOBUTh H
MOATBEPIUTH TI0J HECKOJIBKUX MYMHH, HACUATBHIBAOIIIX
okosio 1300 et [Lin et al., 1995]. IIpumennmocts 3TOi
anb(POMAHON TIOCIIEAOBATENFHOCTH ISl OTIPENeIICHUS
MIOJIOBOW NPUHAUISKHOCTH 00pa3loB Obula IOKa3aHa
takke mnpu wuccaenoBanmu JIHK w3 mITen kposw,
BarMHAJHHBIX Ma3KOB, CHTapeTHBIX OKYPKOB, KOCTEH M
kopueii Bosoc [Neeser, Liechti-Gallati, 1995]. B mpyroii
pabote ucrounnkoMm [IHK mocmyxuimu KpoBb U 3yOBI, B

2 .
Wmerncs BBUY aMeIOTEHUH, O KOTOPOM IOMIET peyub
JTAITBIIIE.
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koTopeix 1o Meromy Witt u Erickson [1989] Takike
YCHEImHO OBbUTH BBISBICHBI aMIUTMKOHBI  aJlb(ouIHOrO
caremumTa pasmepamu 131 m.H. miss X-XpoMocoMbl U 172
n.H. 1ust Y-xpomocomsl [Hanaoka, Minaguchi, 1996].

Ha npumepe ncronb30BaHus AT YCTAaHOBICHHS
reigepHoil  npunamnexuoctd  JHK  caremnutHO#
MOCIIeIOBaTeNbHOCTH  Y-XpoMocoMbl DYZ1 ¢ umcnom
KOIIMH CBBIIIE 3,5 TBHICSY MOYKHO HAaOIIONATh 3BOIIOLIMIO
MOJOOHBIX  JKCIIEPUMEHTOB B  IUIAHE  YKOPOUCHHMs
npoxykroB I[P, koTopble nepBOHaYaIbHO MPEAIAragoch
HapabarbeiBaTh pa3mepom okojio 1000 m.u. [Akane et al.,
1991]. 3arem B ogHOI U3 paboT MpH aHATU3E TISTEH KPOBU
W BarMHaJIbHBIX Ma3KOB ISl JIETEKIHMH Y-XPOMOCOMEI
HCTIOJIb30BAJIHCh KOMILIEKTBI npaiiMepoB K
nocnenoBarenbHocTH DYZ1, mpuBosiue K MOSBICHUIO
aMIUTMKOHOB pazmepamu 149 u 102 m.H., a 1y JeTeKuuu
X-XpOMOCOMBI TPUMEHSUTUCH TpaiMepsl K alb(OUIHON
caresuintHoit  JIHK,  orpanunumBatomme  ¢parmeHt
pasmepom 130 m.u. [Pascal et al., 1991]. Tlo3zxke apyrumu
aBTopamu nerekuus DYZ1 Benace ¢ momomsto TP ¢
mpaiimepamu, orpaHuuuBaromuMu  gparmenr JJHK
pasmepom 102 m.u. [Pfitzinger et al, 1993].
OTHOCHTENBHO HENABHO OBLIM MPEIUIOKEHbI MpaiiMepbl K
npyruMm  ygactkaM  DYZ1, xoTopple TpHBOOMIN K
00pa30BaHUI0 aMIUTUKOHOB JIHHON 143 mH. u 60 m.H.,
IpUYeM JETEeKIUsl WX HaKOIUIEHWsS IPOBOAWIACH C
noMoiupto IIIIP B pexume peanbHOTO BpeMEHH U
MeTOJOM mHupocekBeHupoBanus [Fazi et al., 2014].
Jerexknuss mona ¢ TOMOINBIO JIPYyroro aiab(ouIHoro
catenmuta DXZ4, wnaxopsmerocss Ha X-XpoMOCOMaXx,
OCHOBaHa Ha METHJIMPOBaHWH ILUTO3MHOBBIX OCTATKOB B
HEM, KOTOpPO€  MOXXHO  BBISIBUTb  KOMOMHaIueu
paciierenuss totanbHoM JIHK uyBcTBUTENBHON K
METWJIMPOBAHUIO PECTPUKINOHHON dHI0HYKIeazor Hpall
u I[P c nocnenyromuMm pa3aeieHUEM aMITHKOHOB
pazmepom 80 m.H. MeToI0M renb-3ektpodopesa [Naito et
al., 1993; 1994]. Eme oauH anb(GOMIHBINA CATEIIUTHBINA
mosrop DYZ5 Opln mcmonp30BaH Al BBISIBICHHUS Y -
XpOMOCOMBI IyTeM amiuindukanuu 137 m.H. y4actka, B
TOM uHcie B pexume peansHoro spemenu [Nicklas, Buel,
2006].

ZFY u ZFX-1okycsl

B 1987 u 1989 rr. ObUM KIOHHPOBaHbI H
CEKBEHHPOBAHbI T€HBI OEIKOB MUHKOBHIX manbleB ZFX u
ZFY, pacrnosio’)keHHbIe Ha TOJIOBBIX X- M Y-XpOMOCOMax
cootBercTBeHHO [Page et al., 1987; Schneider-Gadicke et
al., 1989], uro 3aTeM MO3BOJMJIO MPUMEHUTH UX JUIS
BBISBIICHUS TEHAEPHBIX PA3IHUUi 00pa3loB C MOMOIIBIO
IIP. Tak, B omHOW W3 paboT momoOpaHHBIE HpaiiMepsl
NpUBOIMIM K aMIuMukanuu ¢parmenta reHa ZFY
pasmepom 400 m.u. [Ebensperger et al., 1989]. Bbeut
Npe/IoKeH crnoco6 JICTEKIIMN rojia myTeM
amrunukan ygactko kak ZFY, tak u ZFX renos, npu
9TOM criequduuHbIi 1t Y-XpOMOCOMBI aMIUIMKOH HMEN



I'ennepuslie noxycel B JJHK-kprMuHANHMCTHKE U dKEHCKOM CIIOPTE

pasmep 447 m.H., a i X-XpOMOCOMBEI TaKOBOW OBLI
HeMHOTO MeHblie — 445 mu. [Aasen, Medrano, 1990].

Npyrue aBTOPBI HCIIOJIb30BAIH mpaiMepsl,
OTPaHUYMBAKOIIUE (PPArMEHT ITOTO TeHa pasmepom 1131
mu. [Norby, Eriksen, 1992]. Huoii mnoaxoxm K

OTIPEJIENICHNIO T10JIa KPHUMUHAJIMCTHYECKUX 00pasloB C
oMo reHoB ZFY u ZFX ocHoBan Ha metone ITL[P-
napo (oMo phu3m JUIMH ~ PECTPUKUUOHHBIX
(parMeHTOB) 3a CUET HPUCYTCTBHS B HapabaThIBAEMOM
aMIUTMKOHE pa3MepoM 209 I.H. JONOJHMUTEIBHOrO caiTa
peCTpUKIMOHHON 3HAoHyKIeassl Haelll 'y wmyxckux
0co0ei, 9To MpH pa3/ieNCHNH KOHEYHBIX IPOYKTOB I'ellb-
aNeKTpoope3oM  NPUBOAUT K 0OOpa3oBaHHMIO  Tpex
¢parmenroB JIHK pasmepamu 88, 84 u 37 m.H. npoTHB
IByX ¢parmeHTtoB B Buae 172 u 37 NW.H. y XCHIIUH
[Stacks, Witte, 1996]. JIpyrue aBTOpBI NOKA3aJId, YTO LIS
onpexaenerus mona metor ITIP-IIAP® renos ZFY u ZFX
MOXeT ObITh HpeoOpa3oBaH B BapHaHT 0OpaTHOM IOT-
O6noT-THOpUAN3aMM W COBMEIIEH C HCIOJIb30BaHUEM
Habopoe HLA DQAL+PM [Reynolds, Varlaro, 1996].
ITockonbKy emie y BBICIINX 00€3bsIH B MOCIETHUN HHTPOH
rena ZFX Baeapuicst Alu-3ieMeHT, TO ¢ TIOMOIIIBIO OJHOM
napel npaiiMmepoB MoxkHO B IILIP mony4yaTh aMIuIMKOHBI
pasHo# [UTMHBL Y MyK9uH 1 skerman [Wilson, Erlandsson,
1998]. B a10ii paboTe OBLIO MOKA3aHO, YTO MOIOOpaHHBIC
mpaiMepsl mpuBOAAT K ammmdukanuun 1151 m.H
¢dparmenra juis ZFX n 422 n.H. pparmenta ns ZFY.

B emre onHoi paboTe OBIT UCTIOIB30BAaH BapUaHT
JIETEKIMH TI0JIa C TIOMOIIBIO CHENNAIFHO M3TOTOBICHHBIX
JHK-uunos, Hecymmux Bmecte ¢ 30 ayTOCOMHBIMH
MapkepaMH C OJHOHYKJICOTHOHBIMH 3aMEHaMH IS
naeHTH(UKALUK JTMYHOCTH elle Mapkepsl ¢ TpeMst SNP B
rerax ZFY u ZFX (pasmep ammuukoHOB coctaBmi 220
I.H.), a Takke ¢ TpeMst SNP B renax AMELY u AMELX (x
OTHCAHUIO KOTOPBIX MEPEeXOJUM), YTO MO3BOJHIIO
YCTaHOBUTB MOJI Yy TOYTH Thicsiun nHauBuaoB [Kim et al.,
2010].

AMELY n AMELX-nokycn1

B nagame 1990-x rr. OBIIM KIOHHUPOBAHBI M
CEKBEHUPOBAHBI JIBA TeHA aMEJIOTEHUHA, PACIOI0KEHHbIE
Ha IOJIOBBIX XpOMOCOMax 4Y€JIOBEKAa WU MMEIOUINE MCEKIY
co6oii B 1ierom okosto 90% romosoruu [Nakahori et al.,
1991a]. beuta ycTaHOBJCHA WX  3K30H-UHTPOHHAS
CTPYKTYpa M BBISICHEHO, YTO 3TH T€HbI, KOIHUPYIOLIHE
Oesok 3yOHOI 3Mali, IKCIIpecCHpyroTcsl Ha o0enx X- u
Y-XpoMocoMax, HO TPAHCKPHIIThI MOCIIEAHEH COCTABISIFOT
mumb okosio 10% [Salido et al., 1992]. VuwursiBas
pa3nuuusi B UX HYKJICOTHAHBIX IOCIEIOBATEIbHOCTSIX,
9TOT  JIOKYC TaKke€ CTal  HCIOJb30BaThCsA  JUIS
ycranoBnenus nona ¢ momonieio ITIIP [Nakahori et al.,
1991] n dpaxTHUeCKH cO BpeMEHEM CTajl ke OCHOBHBIM
JUTSL 9TOM IIEJTH, XOTS C HUM HE BCE TaK MPOCTO, Kak OyaeT
BHOHO W3 JajbHEWmero wminokeHws. [loHawamy Oblia
nogobpaHa mapa OpaiiMepoB, OTXKHIAIONIMXCS — Ha

KOHCEPBAaTHBHBIX YYacTKaX aMeJIOTCHHHOBHIX T€HOB H
oOecrieunBaronias  HapaOOTKy  OJHOTO  aMIUIMKOHA
pasmepom 977 1.H., ciermUIHOTO I X-XPOMOCOMBI, a
it Y-xpomocoMbl — Ha 189 m.H. Menbie (788 m.H.)
[Nakahori et al., 1991]. B uurupyemoii cTaThe pasMepsl
aAMITJIMKOHOB HE INIPHBOJSTCS, OJHAKO YKA3bIBAaeTCs, 4TO
3TOT Y4YacTOK aMEJOr€HHHOBOTO TeHa Y-XPOMOCOMBI
HeceT OOJIBLIYIO JieNiennio pa3mepoM 177 IL.H., HO Kpome
Hee B aMIUTM(UIUPYEMblil Y4acTOK IMOMAIal0T U Ipyrue
MHJIENBI, JAIOMIMe B UTOTE PA3HMILy 3TOTO yJ4acTKa ABYX
reHoB amenoreHuHa B 189 m.H. B cBoeil cienyromieit
cratbe ot aBropel [Akane et al, 1992] momoGpamm
JpYrylo CHCTeMY TpaiiMepoB (J1Ba HpsAMBIX Aast X- u Y-
XpOMOCOM Ha OJHOM M TOM K€ MECTE aMeJIOTEHHHOBOTO
reHa, HO C 3aMEHAaMH HYKJICOTHIOB B HUX, U OJIMH OOMINI
mpaiiMep), BKIIIOYAIOIINE B aMIUIMKOHBI T€ K€ WHAENHI,
YTO W paHblle, IPH 3TOM YMEHBIINB HX Pa3Mephl Ul
AMELX u AMELY no 863 u 674 m.H. COOTBETCTBEHHO,
YTO BCE PaBHO [IOBOJBHO MHOTO JUISI  aHaJIU3a
nerpaaupoBanHoit JTHK.

Jus toro, 4droObl YMEHBIINTH  pPa3Mepsl
aMEJIOT€HHHOBBIX aMIIMKOHOB, COXpPAaHMB NPH 3TOM
XPOMOCOMOCHEUM(PUYHOCTb, OBUI  NPOBENEH AaHaJIU3
HYKJICOTUAHBIX MOCIE0BATEIbHOCTEH NAaHHBIX T'€HOB W3
Pa3HbBIX MOJIOBBIX XPOMOCOM, IO3BOJIMBIIHMN BBISIBUTH B
MEPBOM HHTPOHE MECTO, AaMIUIM(pHUKAIUsI KOTOPOTO
npuBouia K oopasoBanuio ¢pparmenros IHK pazmepamu
Bcero 106 mw 112 muH mig X- u Y-XpoMocoMm
COOTBETCTBEHHO, a HCIIOJb30BaHHE (MIyOPECIIEHTHO
MEUYEHHBIX MTPaiMepOB MO3BOJIATIO MPOBOJAUTE ACTEKIIHIO B
arapo3HOM TeJe C TOMOIIbI0 aBTOMAaTHYecKoro 362A
Gene Scanner wiu B aBTomatndeckoM JIHK-cexBenarope
[Sullivan et al, 1993; Mannucci et al, 1994].
VYcnemHocTs 3TOM mapbl MpaliMEpoB, CTABIIMX 3aTEM
HauOoOJiee MOMYIAPHBIMH, ObLIa MPOJAEMOHCTPUPOBAHA
npu uccreaoBanuu kposu 100 qoHOpOB (50 MyxuuH u 50
KEHIMH), a TaKKe YeIOBEUECKHMX OCTAHKOB, BKIIIOYAs
KOCTH, TIpoJie)KaBIre B 3emire Oonee 70 yer.

JIoBOJIbHO KpYIIHBIE (parMeHTHI JIHK
aMEJIOr€HHHOBBIX ~ I€HOB  C  IIOMOINBIO  aJlIeib-
cnenuduynoit I[P BBIABISUTHCE B 18 apXeonornyecKux
obpasmax Bospactom ot 200 mo 8000 ner, rae oauH
npaiimep ObT 0OImMM, a JBa APYTHUX OTXKUTAIUCH Ha
(haKTHYECKH COCEAHUX YyYacTKaxX ITHX I'CHOB, HO W3-3a
npoTsbkeHHOH menenmu B reHe AMELY  ammmkoHsr
cocrasuin 330 u 218 m.u. [Faerman et al., 1995]. Taxxe
KPYIHBIE aMIUTMKOHBI, OXBATBIBAIOIINE TPETUH 3K30H U
YaCTUYHO MPUIIETAIOLINE UHTPOHBI, pasMepamu 194 m.H.
(AMELY) wu 188 mu. (AMELX) mnpemiaranochk
JETEKTHPOBATh TPH aHAIU3e KOCTHBIX ocTaHKoB [Gibbon
et al., 2009]. B aToii xe paGoTe OBUT MPETONKEH METOJ
JETEKIIMM  aMEJIOTEHWHOBBIX ~ T€HOB  HAa  OCHOBE
ONHOHYKJICOTHU/IHBIX ~ 3aMEH,  BBIABIAEMBIX  IyTeM
cekBeHHpoBaHUA 199 m.H. amMIuIMKOHOB. OIMCHIBAIOTCS
OTHOCHUTENBHO KpYITHBIE aMIUIMKOHBI pa3mepamu 219 u
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225 nmH g AMELX u AMELY coorBeTcTBEHHO
[Steinlechner et al., 2002]. Taxxe ymanoce momoGparh
WHBIC KOMIUICKTHI CHEHU(UYHBIX NMpaiiMepoB VI 3TOTO
reHa, KOTOpBIE BEIU K 00pa30BaHUIO psijia aMITTMKOHOB —
212 1 218 m.H.; 92 u 91 m.H.; 80 u 83 m.H. Wi X- u Y-
xpomocoM cootBercTBenHo [Haas-Rochholz, Weiler,
1997]. Bomee KOpPOTKHE aMIUIMKOHBI, OTIMYAIOIINECS
OJTHOHYKJICOTHU/IHBIMH 3aME€HaM{ W TNPOUCXOAsIne u3 6-
ro 9K30Ha T€Ha aMeJOoreHWHa [IMHOW Bcero 78 ILH.,
npeToXuiIn apyrue aropbl [Zoledziewska, Dobosz,
2003]. [Jns oOHapyKeHHs TOJOBOW NPHHAIICIKHOCTH
cunbHO (QparmenTupoBanHod JIHK Obutn monoOpans!
npaiiMepbl ¢ TAKUM pacyeToM, 4To st JokycoB AMELY u
AMELX nHapabaTbIBaIMCh aMIUTUKOHBI pa3mMepamu 60 u 56
IL.H. cooTBeTcTBeHHO [Masuyama et al., 2017]. [Toxainyii,
caMble KOPOTKHE MHUIIEHH B aMeJIOT€HHHOBOM T'eHe ObLIH
HaliieHbl IBYMsI rpymmnamu aBTopoB [Tschentscher et al.,
2008; Li et al, 2012]. B meppoii paboTe pa3meps
aMIUTHKOHOB COCTaBWIM 45/48 1.H., a BO BTOpOil — eme
kopoue — 44/45 m.H. s X/Y-XpoMOCOM COOTBETCTBEHHO,
YTO JIMIIb HEHAMHOTO IIPEBBIMIACT MPHHIUNHAIBHBIA
MHHHMYM JIJIs1 BbICOKOcTenM(uuHON ammmdukanuy B
[TP. O6mmM 1ust 3THX paboT SBUJIOCH TAaKXKE TO, YTO
JIETEKIMs aMEJIOTeHIHOBBIX aMIUIMKOHOB BEJIACh B HUX C
MOMOIIBIO MUpPOCEKBEHHpOBaHus. llpuuem B mepBoi
paboTe MeXIy WCHONb3YEMBIMH [UIS aMIUIH(UKALIT
AMELX mnpaiiMmepamu 0cTaBajoch BCEro TPU HYKJICOTHA
(CAT), torma xak misi AMELY wmexnmy mpaiimepamu 3a
cuyeT HeOONBIIOW WHCEpPUMH B OTOM MeECTE€ TeHa
pacrojiarajoch LIECTh HYKJICOTHIOB (B MOMNOJHEHHE K
copnamaromuM vy HEXx CAT eme wmmenace GAT
MIOCJIEZI0BATENFHOCTh), HO MOCKOJBbKY 00a BapuaHTa C
Pa3HBIX XPOMOCOM CEKBEHHPOBAINCH OAHOBPEMEHHO, TO B
CHITy CHEeNU(HKA METo/Ja NHporpamMMa IIpeJCcTaBisIa
co0oif HEeKWi THOPHA NPOYTCHHUH ISTHX HYKICOTHIOB.
Cxorkasi cuTyanusi XapakTepHa U Ul BTOPOi paboThl, 3a
UCKIIIOYEHHEM TOTO, 4YTO THpaiMepsl, MoJoOpaHHBIE K
WHOMY MECTy aMEJOTCHHHOBBIX TEHOB, OBUTM UyTb
KOpoue, a y4acTOK I'eHa MeX,Jly HUMH Obu1 OoJibie — 7 1 8
HykineotunoB mist AMELX u AMELY cooTtBercTBenHO.
Jpyro#i, He 2neKTpoQOpEeTHUECKUH  MEeTo]
BBISIBJICHUS] aMEJIOT€HHHOBBIX JIOKYCOB 3aKJIFOUaJICS B UX
JIETEKIMH C TIOMOIIBIO BBICOKO3((EKTUBHOM JKUIKOCTHOM
xpomarorpaduu B JeHarypupyromux ycnosusx (DHPLC
— Denaturing High-Performance Liquid Chromatography),
MO3BOJISIIOIIEH YIOBUTDH Pa3iinyusi HE TOJBKO B JUIMHE, HO
W B MmocienoBaTensHOCTH HykieotuaoB [Shinka et al.,
2001]. Tak, B maHHOW paboTe, Hapsly C HM3BECTHBIMH
npaiiMepaMy, aMIUIMGUIUPYIOIIUMH ~ Y4acTKH T'€HOB
AMELX/Y oTnuuaroniuxcs pa3Mepos, Obliia BEIOpaHa mapa
npaiimepoB,  (QuaHKupyOlIas  MOCJIEI0BaTEIbHOCTh
JUTMHOU 45 HYKJIEOTUIOB, HO Hecyas
OJIHOHYKJICOTH/IHOE OTJIMYME MEXIy T'€HaMU C pasHbIX
xpomocoM. Ilpuuem Ha Takoil aHalM3 O0Ka3aJgoCh
JIOCTaTOYHBIM Bcero 8 MUHYT. B 3TOM cityuae mMexny 3’-
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KOHIIAaMH  TIpaiiMepoB  PacIioylarajiock 110
HYKJIEOTHAA Ui 000X BapHAHTOB F€HOB.

Onmncan crmoco® MAETEKIUH aMeNOTeHHHOBBIX
JokycoB y 20 ckenertoB, 3aXOpoHeHHBIX B MimHolice
opueHTHpoBoYHO oKoJ0 1300 roxa H.3., ¢ momomkto [P
¢ nocieaymoouel 10T-010T-rudpuau3anneii ¢ MeYeHHBIMU
ouotuHOM 30Hmamu [Stone et a., 1996], uro cuIbHO
HaniomuHaeT Meton nerekund HLA DQL nokycos. B stoit
pabore ammuuduuupoBaics ¢parmMeHT pasmepom 112
ILH., TIPOUCXOISIIIUH u3 LIECTOTO 9K30HA
aMeJIOreHMHOBOTO TreHa, Hecymuii Mexnay AMELX wu
AMELY HECKOJBKO OTIMYUI MPEUMYIIECTBEHHO B BHUC
ONHOHYKJICOTH/IHBIX 3aM€H, B TOM 4YHCJIE JIBE TaKHX
3aMCHbI TMPUXOJUINCH Ha FI/I6pI/IJII/ISaLII/IOHHBIe 30H/BbI.
[Mosxanyii, HY>)KHO 3aMETHTB, YTO pa3Mep 3TOTO EIMHOTO
aMIUIMKOHA IS JABYX BapuUaHTOB reHoB B 112 m.H., He
uMes OoJsibIleé HUYEro OOIIero, MpOCTO COBMAAACT MO
pa3Mepy € OJHUM W3 aMIUIMKOHOB M3 NEPBOTO WHTPOHA
rera AMELY, ymommunaBmerocs Bbime. JloBOJBHO
OpUTHHAIBHBIN BapuaHT JIETEKINN obonx
aMEJIOTEHHHOBBIX T'€HOB 3aKJIIOYACTCS B JIMTUPOBAHUU
CIELHaIbHBIX MEYEHHBIX Pa3HBIMU (IyOpOXpOMaMH JUIS
AMELY u AMELX oJMroHykiaeoTHIOB Ha MaTrpHLax,
obpazosannbix B xone IIL[P [Zoledziewska, Dobosz,
2003]. Ipuuem B 3TOM paboTe OBLT BBHIOpAH TOT KE
Yy4acTOK IMIECTOTO 3K30HA, 4TO W B cTaThe [Stone et al.,
1996], c Tem oTimuneM, 4To OH OBLI YKOpPOUEH 10 78 ILH.
st Takoro ananusa nociue 3asepiuenus [P aMuiMkoHbl
JICHATYPUPOBAINCh M HAa HHUX TPOUCXOAWI OTXKHI H
JIATUPOBAHUC COOTBETCTBYIOIINX OJIMT'OHYKJICOTU OB,
[OCJIE€ 4Yero MPOAYKTHl JIMTHPOBAHHUS  pa3lellsuTiCh
KalMJUISIPHBIM Tellb-3JIeKTpodopesom.

I[Tommmo renp-3mekTpodopesa, xpomaTorpadum,
MUPOCEKBCHUPOBAHUSI W TIPOYNX  MHOTOCTaIUHHBIX
crioco6oB, ¢ momMorsio 1P B peassHOM BpeMEHH MOKHO
HEMOCPEJICTBEHHO B XOJ€ aMIUIM(UKAIUU MOJIydaTh
MHQOPMAIMIO O HAIMYMKM TOTO MJIM HWHOTO JIOKyca
aMEJIOTeHMHOBBIX ~ TeHOB.  Tak, A  CTaBIIKX
KJIACCHYECKUMHU aMIUTUKOHOB JnuHON 106 m 112 m.H. B
IIIIP Obutn poGamieHsl THOpUAM3aNMOHHBIE TagMan
MGB 30H1bI, MeueHHBIE pa3sHBIMU (BIYyOpOXpOMaMH st
AMELX u AMELY, 4To mO3BOJHMJIO yCTaHaBIMBaTh HX
NPUCYTCTBHE, B TOM YHCIE B JpeBHHUX oOpasuax [Alonso
et al., 2004; Alonso, Martin, 2005]. B pe3sysbrate
nposenenust I[P B peanbHOM BpEMEHH JAETEKUUS
aMeJIOr€HHHOBBIX TeHOB Y OOJIBILIOTO YMCIIa NCCIEYeMbIX
0o0pa3moB Kak coBpeMeHHOW, Tak u japesHerd JIHK
(Bo3pactom ot 100 mo 10 TeIcSY JIeT) OCYIIECTBISIIACH
myTeM TUIABIICHUS CHEU(PUIHBIX MIPOJYKTOB,
cootBercTByromux AMELX (184 m.u.), AMELY (190 m.1.)
u AMELy (92 m.u.) [Kim et al., 2013]. IIpruem aMIUTHKOH
ykopodeHHOTO pasmepa AMELY oxazamcs Gomee
MPUTOJIEH I TTOZO0OHOTo aHajiu3a, B TOM 4HCIe, Oynydn
HE TaK TMOJIBEpPKEHHBIM HWHTHOHpyomeMy 3¢ddexry
TYMHHOBOH KuHCIIOTHI. Jlerekuusi eme Oojiee KOPOTKHX
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aMIUIMKOHOB pasmepamu 69 mH. (AMELX) u 77 n.m.
(AMELY) Ttaroke OCYIIECTBISJIACH B PEaJbHOM BPEMEHU
[Fazi et al., 2014].

Tak KaKk peKMM PeabHOrO BPEMEHH MO3BOJISIET C
nmomomsio TP komMdecTBEHHO OIEHHMBATh KOIMHHHOCTH
T€X WIA MHBIX T€HOB, TO MOSBISETCS BO3MOXKXHOCTH IPH
CpaBHEHUH C TOIXOIAIMINM pePEepeHCHBIM TeHOM U3 X-
XpOMOCOMBI ~ JICTEKTHPOBaTh  KOJIMYECTBO  KOIHH
amenoreHnHoBoro reia AMELY (mo cyrtu - xosimdecTBO
X-xpomocom) [Nakanishi et al., 2015]. B asroii pabore
TaKUM HENpsIMBIM CrocoOOM Obllla TOYHO YCTaHOBJIEHA
oJIOBast MpUHAIIEXKHOCTh 00pasnoB JHK, B3areix y 20
Myxk4MH U 20 KeHIUH. J[pyruMu aBTOpamMy, HalpoOTUB,
OBUI MpPE/IOKEH MOJXO0Jl, PACCUUTAHHBIA Ha JETEKIHIO B
peabHOM BPEMEHH C WHTEPKAIHMPYIOUIMM KpPacHTEIIEM
SYBR Green | Toinpko AMELY nokyca, B Hopme
CBUJICTENBCTBYIOIUM O  HAIMYUU  Y-XPOMOCOMBI
[Roccazzello et al, 2004]. Ilpuuem B 3TOI pabore
uccnenyemas JJHK wm3Biekanach U3 IIMPOKOrO CHEKTPA
00BEKTOB — CIIIOHBI, B TOM YHCIIC CJIIOHBI C IIOYTOBOM
MapKH, BOJIOC, KOCTH, CIIEPMBbI, KPOBH, MOUYH, CUTAPETHBIX
OKYPKOB H Jp.

B onHoil U3 paboT MpoBOIMIIACH JAETEKLUS IO
otnensHOCTH JoKycoB AMELY m AMELX ¢ momomrsio
nzorepmuueckoit LAMP  ammimpukanmm B peasbHOM
BPEMEHH, KOHTpOIMpyeMas II0 HM3MEHEHUIO MYTHOCTH
peakimonHoit cmecu [Nogami et al, 2008]. Astopsl

cooOmuny, YTO sl PETUCTpalM  Pe3yJbTaToB
ammmudukanun - ObUTO  AOCTATOYHO — MPHOIM3UTEIHEHO
HoJyJaca, HO eciu UMH HCTIOJIb30BAJIICh
JIOTIONHATENbHBIE LOOP mpaiiMepsl, TO 3TO BpeMms

COKpAIIlaJIOCh HANoJIOBHHY. B 3TOM MeTole aMIUIMKOHBI
MIPECTaBIAIOT coOol Hekyro JeceHky monoc JHK, ecmm
nxX HaOIIOaTh C MOMOUIBIO Telb-yieKTpodopesa, u
MTO3TOMY JUI OIICHKH MPHUTOJHOCTH JTAHHOTO METOJa JJIs
aHanm3za paspymenHoi IHK ciemyer oOpaTuth BHUMaHUE
Ha MeCTa OTXHra KpalHHX IpaiiMepoB, KOTOpPbIC OBIIH
pasuecensl mrst AMELY na 202 mH., a mit AMELX — Ha
213 mH. ¥ B 3TOM Ccly4ae HPOUCXOIWIN U3 Pa3HBIX
JacTel aMeIOr€HHHOBBIX T'€HOB.

Eme omaum aBTOpel mojnoOpany  KOMILIEKT
mpariMmepoB  k  AMELY-mokycy, obecneunBaromue
HapabOTKy aMIUIMKOHOB pa3mepamu 208 u 211 n.H., mpu
9TOM TpsMOW mpaiiMep ObUT OOImMM, a oOpaTHBIC
npaiiMepbl OTKUTaJIUCh HAa OZHOM M TOM )K€ MECTE C
HEeOOJIBIINM TPEXHYKIICOTHIHBIM caBurom [Falconi et al.,
2001]. OcobeHHOCTBIO NaHHON PabOTHI OBLJIO TO, YTO B
Hell  aHaNM3UPOBANMCH HUCKYCCTBEHHO  CMEIIAHHbIE
oOpasubl Myxckoi u kenckor JIHK B mpomoprmsx
1:1000, 1:10000 m 1:100000, m mis BceX BapHaHTOB
nerektupoBaics AMELY-amrmuinkoH mpu OTCYTCTBHM B
KOHTPOJIFHOM o0pasne u3 oxHoil keHckoit JJHK xaxoii-
mbo amrmummpukanmy. PaHee Ha HEKOTOPBIE HPOOJIEMEI
aHaIW3a CMEIIAaHHBIX O00pa3moB C HCHOJIB30BAHUEM
aMEJIOreHUHOBBIX T'CHOB oOparmanu BHUMaHHE

60

oTedecTBeHHbIe aBTOphl [Mcaenko, MBanos, 2000]. B
JIpyroil paboTe OBUIO HM3YYEHO BJIMSHHE MPUCYTCTBHS
JHK HEKOTOpHIX >KHBOTHBIX Ha TOYHOCTH OMPEACICHUS
mona yenoeueckor JIHK B cMemranHbix 00Opasmax
[3emckoBa u ap., 2003].

Hecmotpst Ha  mmpokoe  HCIOJIB30BaHUC
aMeJIOreHHHOBOI CHCTEeMbI T€HOB JJIsl OTIPEeIICHHsI moJa
0o0pa3nioB ®  OONBIIOE  KOJUYECTBO  ITOJOOPAHHBIX

MpaiiMepoB K Pa3HbIM yYacTKaM 3THX I'€HOB OKa3ajocCh,
YTO y HEKOTOPBIX MYXYHWH aMeJOTeHWHOBEIN T'eH Ha Y-
XpOMOCOME HE BBLIABJIACTCA. BHepBI)Ie BHHUMAHHUE HaA 3TO
ObUTO OOparieHo, Koraa mpu ucciaenoBanuu 350 MyXauH
C MOMOIIBIO JIBYX MpalMEPHBIX CHUCTEM, HAIICJICHHBIX Ha
pasHbI€ YYaCTKM JaHHOI'O TI€Ha, Yy JABYX HWHIWBHIOB
COOTBETCTBYIOIINE AaMIUTUKOHEI HE O0Opa30BalHCh, UTO
SIBUWIOCH CJIECTBUEM JICJICLIMOHHOTO MOJUMOp(hU3Ma, HO
npu 3toM SRY-mokyc (0 KOTOpoM OymeT TOBOPHUTHCS
HIDKE) Jaj] Yy HUX aMIUIMKOH OKUAaeMoro pasmepa 93 1.H.
[Santos et al., 1998]. Uepes HekoTOpOE BpeMSI MOCIE 3TOTO
COOOIICHHS TIOSBWINCH ITyONHMKAMK JPYTUX aBTOPOB,
HCITOJIB3YIOINX WHbBIe Tpaiimephbie cuctembl [Roffey et
al., 2000; Brinkmann, 2002; Steinlechner et al., 2002;
Thangaraj et al., 2002; Michael, Brauner, 2004; Lattanzi
et al., 2006; Mitchell et al., 2006 u mp.], u crano sicHo, YTO
npobiiemMa, o KpaiHe# Mepe, IIsl HEKOTOPBIX TOMYJISIUH,
CTOWUT JOBOJBHO OCTpo. B oTmempHBIX paboTax OBLIO
MOKa3aHO, 4YTO  mpoOiemMbl ¢ ammuMduKanuei
AMCJIOTCHUHOBOI'O TI'€Ha MOTyT 6BITI) BBI3BAHBI HE €TI0
JeNeIeld, a 3aMeHaMH OTJACTBHBIX HYKJICOTHIOB B
MeCTaX, MNPUXOIIUXCSI Ha 3°-KOHEIN OTKHUTaIoUIUXCs
npaitmepos  [Shadrach et al., 2004; Maciejewska,
Pawlowski, 2009]. Ho riaBHOW MPUYHUHOW OMIMOOK MPU
YCTQHOBIIEHMH TII0JIa C TIOMOINBIO aMEJIOTEHHHOBOTO
JIOKyca BCE XK€ SIBIISCTCS JENICIUs JaHHOTO ydacTka Y-
XPOMOCOMBI, BEChbMa YacTO BCTPEYAIONIascs B UHIUUCKOUN
nonyisiiuu [Kashyap et al., 2006; Davis et al., 2012; Ma
et al., 2012; Tozzo et al., 2013 u ap.]. Ho «mumepami» B
stom sBisttorcss pm Jlamka (8,333%) m Hemanm (mo
OJHUM JaHHBIM - 6,494%), Torna kak B Muauum Bcero
1,852% w™yxunH HecyT Takyio mgenmenwio [Butler, Li,
2014]. U3 npuBeneHHONW B IUTHPYEMOW CTaThe TAOIHIIBI
MOXKHO BUICTH, qTO BBICOKHEC 3HA4YCHUA TaKXeE
XapakTepHBI I Manaif3uu (11 OMHOW W3 MOTYISINH -
3,175%), Nspawmns (1,042%), Cunramypa (Ui oJHOW U3
nomyrsiuii - 1,714), SAmorun (0,2%), Toraa kak B EBporie
MOJOOHBIE MyTallMU BCTPEYAIOTCS TOpas3/io Pexe — COThIe
oy mporieHTa). OTHOCUTENBHO HENaBHO OIyOIMKOBaHA
CTaThsl, B KOTOPOil cooOmieHo 00 O0OHapyXeHHBIX B
Benmopyccun 3a  15-71€THIOIO 3KCIEPTHYIO MPaKTUKY 9
CIIydasiX OTCYTCTBHSI y MYKYHH aMEIOTCHWHOBOTO TEHA
Ha Y-xpomocome [Borovko et al., 2015].

YunuTeiBasg TpHBEICHHBIC BBIIIE JaHHBIE O
HEBBISBICHUYA y HEKOTOPBIX JIONCH M3 PasHBIX YacTei
IInanerst rera AMELY, HeymuBuTensHO, 4TO OOJbIIEE
BHUMAaHHE  CTaJI0  yICNAThCS  JPYTHM  JIOKycam,
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MO3BOJISIOIINM yCTaHABJIHMBATh
MIPUHAJUIEKHOCTH 00pasIoB.

THIOJIOBYIO

SRY-nokyc

Eme omHuM reHzepocnenn(UIHBIM JOKYCOM
ciyxutr  SRY  (Sex-determination  Region YY),
oOHapykeHHBII BriepBrie B 1990 r. Ha Kpaio KOPOTKOTO
Ieda Y-XpoMOCOMBI OKOJIO TPAaHHIIBI TICEBI0AYTOCOMHOM
obmactu [Sinclair et al, 1990]. Ten SRY me umeer
HHTPOHOB M KoaupyeT OenkoBbIil (akTop pa3BUTHA
cemennunkoB  (Testis-Determining  Factor TDF),
MHULUHUPYIOIUI pa3BUTHE MYKXCKOTO opranusma. OHuM
U3 JI0Ka3aTeqbCTB 3TOMY MOCIyXHia paboTa, B KOTOPOH
OBUIM CO3JaHBI TPAHCTEHHBIE MBIIIN-CAMKH, HO HECYILIHe
AQHAJIOTUYHBI MBIIMHBIA TeH Sry, TpUBEAIHNA K
M3MEHEHHI0 Yy HUX IoJla Ha Myxckoil Tun [Koopman et
al., 1991].

Buumanue Ha SRY JOKyc Kak Ha MHIIEHb JUIs
ycraHoBiieHH 1ona ¢ momotrsio TP Oputo oOpameHo
MIPaKTHYECKU cpasy MHociie ero oOHapyxenus, 1 B 1992 r.
coo0Imanock 0 AETEKUMH AT 3TOH IEeIM aMIUTMKOHA
pasmepom 418 m.H. [Norby, Eriksen, 1992]. Toraa xe
SRY-j10Kyc cTayl UCIOIB30BATLCS MPH OMPEACICHUH 10JIa
y crioptcMeHok Tiepen; Onmmmnuanoii B bapcemone, HO 00
9TOM  Jlajblie OyZer  TOBOPHUTBCS  OTJEIBHO.
BriociencTBuM  MPOM30IIIO  HEKOTOPOE  YKOPOUEHHE
HCKOMBIX AaMIUIMKOHOB JAaHHOIO reHa — A0 267 ILH.
[Palmirotta et al., 1997], mo 254 m.u. [Cui et al., 1994] u
1o 139 m.u. [Finch et al., 1996]. TIpuyem B nepBoii pabote
U3 3TUX Tpex nyonukamuii reH SRY ciyXui MHUIICHBIO
JUIL  YCTAaHOBJIGHHMS TII0JIa 3aXOPOHEHMH, JaTHPOBKa
KOTOPBIX PaIMOYIJICPOIHBIM aHAIN30M ObLIa OmpesesieHa
kak 800 — 1200 romsr. Ilpaiimeps! mis IeTEKUHMH elie
0onee KOPOTKOTO AaMIUTUKOHA JIHHOM 93 T.H. ObuH
nojiobpansl 4yTh To3aHee [Santos et al., 1998]. Ho ara
YK€ YIIOMHMHABINASICS BBIIIE CTAaThs IPHMMEYaTeIbHa elle 1
JPYruM, IIOCKOJIbKY HMMEHHO B HEH OBUIM OTMEYCHBI
npobmemsl ¢ BbisiBieHHeM 106/112 mH. QparmeHTOB
aMEJIOTCHHHOBOTO TeHa. B emie oxaHoit  pabote
MPeAIarajgoch NETEKTUPOBATh OTIIMYAIOLIMHCS (hparMeHT
SRY 1okyca uyth Gosblmero pasmepa - 96 m.H. [Drobnic,
2006]. [1y1st IOBBIIIEHHS YYBCTBUTEIBHOCTH OOHAPYKEHHUS
SRY 1mokyca Opmma mpemrokeHa BioxeHHas 1P c
pa3mepamu amrutikoHoB 102 m.H. U 85 n.H. (BHEUTHUIA U
BHYTPEHHH# aMIUTHKOHBI COOTBETCTBEHHO) [Luptakova et
al., 2011]. Jlns ycraHOBICHUSI TIOJIOBON MPHHAUICKHOCTH
KOCTHBIX ocraHkoB 3500 neTHell [MaBHOCTH OBLIH
noJ00paHel MpaiMepsl, aMIUIMGHUIUPYIOMINE yJacTOK
rena SRY pasmepom 52 1.H. [Masuyama et al., 2017].

B nwmrepaType MOXHO BCTPETHTh U HHBIC
pa3smepbl aMIUIMKOHOB SRY-7okyca u  mojoOpaHHbIC
Pa3HBIMHU aBTOpaMM Ipyrue KOMIUIEKTHI IpaiiMepoB. Tak,
B OJHOW M3 cTaTell yYNOMHUHAeTCs aMIUTUQUKALMs JUIs
KpUMUHAJIMCTHYECKUX Iieneld  ¢parmenta rena SRY
pasmepom 197 m.H. [Tozzo et al, 2013]. Panee
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npeajgarajioch 1eTeKTUPOBATh aMIIMKOH JIMHON 609 1.H.
[Choi et al., 1999] u 231 n.u. [Gold et al., 2001]. s
olHOTO 00mero mpsMOro TMpaiiMepa ObUTa MOJOOpaHa
nenast cepust oOpaTHBIX MpaiimepoB, oOpasyromux SRY-
aMIUMKOHBI pasMepamu 107, 137, 193, 313. 392 u 524
ILH., TpPH O3TOM ObUIO OOHApyXXEHO, 4YTO KOPOTKHE
aMIUTMKOHBI (BKIO4ass 313 1.H.) MOKa3bIBAlOT ITyUIINE
pe3yNIbTaThl NPH BBISBICHUN LUPKYIUPYIOUIEH B KPOBH
marepu JIHK mioga [Chan et al., 2004]. B gpyroii pabote
Obum TOMOOpaHBl ABa KOMIUIEKTAa MpaifMepoB s
ammudukanun rea SRY ¢ pasmepamMu amIUIMKOHOB B
130 m 77 mH., TOpH 3TOM OTMedalach HeOoJbIIas
TOMOJIOTUS ~MeCT OTXHra OSTHX IHpaiimMepoB C
IOCJICAOBATCIbHOCTAMU, HaxogAIIuMHUCA Ha X-
XpoMOcoMe U 7 XpoMocoMe cooTBeTcTBeHHO [Morikawa
et al, 2011]. B cepun craTeii OJHOW TPYNIBI aBTOPOB
coobmaercs 0 geTeKuu SRY-TeHOB B peXXuMe peaThbHOTO
BpEMEHH C  IOMOLIBIO OJHOTO M  TOTO XK€
rHOpUAN3AIMOHHOTO 30HAA2 M KOMIUIEKTa IpaiiMepos,
oOecrieunBarONIMX HApaOOTKy aMIUIMKOHA JOBOJIBHO
KpymHoro pasmepa — 500 m.H. [George et al, 2010;
Vikham Simha Reddy et al., 2011; Naik et al., 2012]. B
atux paborax JIHK Beiensiace W3 SHUTENHANTbHBIX
KIETOK ¢ 3yOHOW IIeTKH, C 3yOHOTO TIpoTe3a WU
HEMOCPEJCTBEHHO M3 3yOHOW mynbnbel. B oxHoM 3
npoUIIBHBIX KYPHAIOB MO cynebHoit meamuune SRY-
aMIUTMKOH coctaBwi gaxe 778 m.u. [Mohamed, Tayel,
2005].

OmnpeneneHHslM  HegocTatkoM  SRY-mokyca
SIBJIICTCS TO, YTO OH NPHUCYI TOJIBKO Y-Xpomocome (ero
TPaHCIOKAIMI0 Ha X-XpOMOCOMY, O KOTOpoil Oymer
TOBOPHUTHCSI HIDKE, 3/1eCh B BHUAY HE MMEEM), U IOITOMY
npu nposeneHun I[P B kauecTBe  KOHTPOJISL
MIPUTOTHOCTH VISl TIPOIIecca aMIUTU(HUKAIIN BBIICICHHON
JHK TtpeGyeTcst NOMONHUTEIBHO HCIOIB30BATH KaKHe-
HUOyAb Ipyrue MapKepHbIE TeHBI, PAaCIIOJIOKEHHBIE Ha
JpYyruX  XpoMOcoMax, Torja  Kak,  Hampumep,
aMEJIOTEHUHOBBIE TEHbl JaK€ € OJHOM MpaiiMepHO
cucTeMoil, oOecneunBarolleld pa3InyMs B pa3Mepax
aMIUIMKOHOB y  JokycoB AMELX u  AMELY,
BBISABILIIOTCS. My MYXYHWH, M Yy KeHIIuH. [lostomy B
OOJIBIIMHCTBE HUTUPYEMBIX Bbille padot nerexiust SRY-
JIOKyca OOBIYHO BeNach NapajuleNIbHO ¢ OOHApy>KeHHEM
MHOTO Toaxoxsuiero jokyca. OIHAaKO 3TO He SBIISETCS
Cepbe3HOM  mpoOieMol, W TIOCeMy MBI  COWIH
HeoOs3aTeNIbHBIM YIIOMUHATh TaKWe JIOKYChI, TeM OoJiee
4yro ¢ Aerekuueil reHa SRY u ¢ ycTaHOBJIEHHEM C €ro
MIOMOLIBIO WCTUHHOTO noja  WHAWBHAA  WIH
aHaMM3uUpyeMoro oOpazma Jgeno  OOCTOUT  Topaszo
CIIOJKHEE.

Kak m3BectHo, X- M Y-XpOMOCOMBI B II€PBOM
JeTIeHun ~ Meiio3a  OOMEHHMBAIOTCS ~ T'€HETHYECKHM
MarepuajlioM B HOpPME B MpeAeNnax IICeBJI0ayTOCOMHON
oOmacTu, HO WHOTJA TEHETHYecKas pPEeKOMOMHAIMS
NPOMCXOMUT M 3a €€ TIpaHdlaMy, 3aXBaTbIBas
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Onmu3siexalne y4acTKM XpOMOCOM M mpuBoas K aByM Ilpumuem rteH SRY, kak MOXHO BHIETh W3 pHc. |,
OTHOCHUTEIBHO PEAKUM aHOMAaJMSIM, KOTAa IOSBIAIOTCA — paclojiaraeTcs O4YeHb OJIM3KO K IICEBI0ayTOCOMHOMY
keHIUHBL XY u MyxkuuHbsl XX. Y mocmemaux TDF-  permoHy, 9To cmocoOcTByeT ero mepeHocy Ha X-
y4acTKu Y-XpOMOCOMBI, HECyI[ie B TOM uuciie reH SRY, XpomMocomy yaile OCTaIbHBIX JIOKYCOB.
TPAHCIOUMPOBAaHEl HA KOPOTKOE ILIEYO X-XPOMOCOMBIL.

CD99 NLGN4X AMELX ZFX
MAO I I I //
cneundUYHBIA Y4acToK X-XpOMOCOMBI n
CD99 ZFY AMELY NLGN4Y
—rAG i\ ' ' 7
MnAQ ~ - 7
I onpepenawnwn MY CKOM NoNn y4acToK Y'XPOMOCOMI:I 1 Mb
SRY =

Puc. 1. Jlokanuzaius renoB NLGNX/Y, AMELX/Y, ZFX/ZFY, SRY Ha noioBbIx XpoMocomMax
OTHOCHUTEJNBHO TiceBnoayrocoMHoi oonactu (ITAO)
Fig. 1. Localization of NLGNX/Y, AMELX/Y, ZFX/ZFY, SRY genes on sex chromosomes relative
to the pseudoautosomal region (ITAO)

Uro kacaercst XY KEHIIMH, TO y HUX 3TOT TDF-  uccienoBaHMM  MEKCMKAaHCKMX — Homymsuuii [ Torre-
y4acTOK JIENICTHPOBAaH WIJIM HM3MEHEH HacTosbko, 4ro  Rodriguez et al., 2006].

MIOJIHOIIEHHO HE BBIMONHACT cBoel (yHkuuu. Cumuraercs, IMpu ckpununare X- u Y-XpoMOCOM Ha TpEaMET
4T0 00€ 3TH aHOMAJIHMHU MPOUCXOAAT ¢ yactoroi 1:20000. Hamwuws B Hux AlU-TIoCIe10BaTENBHOCTEM ObLTH HANIEHBI
CoOTBETCTBEHHO, HCHOJB3Yys SRY-mapkep, 1Mo y TakuX MOHOMOpP(HBIE HWHCEPIIH B TOMOJIOTHYHBIX
moneit Oyzner ¢ nmomoiusto IT1[P ompenenen HeBepHO; MO  HEPEKOMOWHHMPYIOIIMX — Y4acTKax O00eHX  XpOMOCOM
KpaiHeil Mepe, HE Oynmet COOTBETCTBOBATh  (TIPOM3ONICANINE €MIe A0 BBIXOAAa IEPBBIX JIOAEH u3

(GeHOTHITYECKMM — MposiBleHHAM. B wactHoctH, B  Adpuku), obo3nauennsie kak AluSTXa u AluSTYa, uro
YIIOMUHABIIEHCS BBIIIE CTAaThe, OMNCHIBAIONIECH CIydad [Jajlo BO3MOXKHOCTh HOAOOpaTh OJHY OOLIyl0 Tapy
OTCYTCTBHUSI aMEJIOTCHHHOBOTO TeHa Ha Y-XpoMocoMe B  IpaiiMepoB, ¢naHkupyromux 3ti obnactu [Hedges et al.,
Benopyccun, takxke mpuBomsarcsa ceneHus u o apyrux  2003]. Ilpu mposemenunm IIIIP u mnocnemyromem
TCHETHYECKUX aHOMAJMiX, B TOM YHCJIE O BBIABICHHH 3JIEKTpo(Ope3e B arapo3HOM reliie I MYXKCKHX 0coOel
SRY-nokyca y Tpex myxuuH ¢ XX-cuaapomom [BOrovko craHOBsTCS BUAHBI Ba aMIUTMKOHA ¢ pa3Mepamu 199 u

et al., 2015]. 528 m.H., TOrma Kak JUisl JKCHIMH XapaKTepeH OJIMH
aMIUIMKOH — 528 m.H. Ha ocHOBe »THMX IaHHBIX MO3KE
IIpoune reHaepHbIE JOKYCHI JIPYTUMH aBTOpaMH ObLT pa3zpaboTaH CIOCO0 NETEKINH

[MoMuMO BBIIICTIPUBECHHBIX HAaWOOJIEe YaCTO PE3yJIbTATOB TAKOW aMIUTM(PHUKAIUKA C MOMOIIBIO I'ellb-
HCIIONb3YEMBIX JIJIS OMPEeTICHHs MOl MApKEPOB, B PAAe  SIIEKTpodope3 Ha MUKPOIUTIOBOM ycTpoiictee [Njoroge et
CITy4aeB MPUMEHSUTHCH M WHbIE TeHaepHble Jokycel. Tak, al., 2010].

Oobu1  oOHapyxeH STR-IoKyc ¢ NEHTaHYKICOTHIHBIM Mexay BBICOKOTOMOJIOTHUHBIMU 00JacTsaMu X-
motuBoM (TAAAA),, pacrmoiiokeHHBII Ha 00erx © Y-XpOMOCOM OBUIO OOHapY)KEHO OTIWYHEC B BHIC
TIOJIOBBIX XPOMOCOMax M 'y 72 WHAMBHUIIOB OBUIO BRISBJICHO  jaenerd u3 90 HYKIEOTHAOB, XapakTepHOW mist X-

7 aJuienen, BMeECTe c (GIaHKUPYIOIIMMHA ~ XPOMOCOMBI, YTO IIO3BOJIMJIO MOM00paTh creluUIHbIC
MIOCIIEA0BATEIFHOCTIMH, OTpaHWYCHHBIMHM  TIpaiiMepsl Uil amrutudukamuy 69 n 77 1.H. y4acTKoB Y-
0JI00paHHBIMH npaimepamy, ¢dopmupyrommuMu 1 X-XpomocoMm, a tarke 1agMan-mpoObl K HUM C IETbO
aMIUTHKOHBI pazmepamu oT 125 no 165 m.u. [Chen et al., auddepenupmanun noma y uccleAyeMbix 00pa3ioB

1994]. Tlo3xe BBISICHIIOCH, YTO B 3TOM Haxoxsiemcs Ha [Walker et al., 2005]. C momorusto TILIP B peanbHOM
Y-xpomocome STR-JoKyce OAMH K3 MOTHBOB HMMEET BPEMEHH B ATOH pabOTe Ha €AMHOM IUIAHIIETe ObLI TOYHO
nononauTenbHbI aneHuH (TAAAAA), 4To mo3BOJsIeT  yCTaHOBIEH 1o 95 yenoBek. B npyroit myOmukanun Juis
JMCKPUMUHHUPOBATh €r0 OT aHAJIOIHMYHOTO JIOKyca Ha X-  ONpeleleHUs nosa MIOKa3aHO MPEUMYIIECTBO
xpomocome [Cali et al., 2002]. YuutsiBasi, 4T0 JaHHBI HCIOJMB30BaHHsS MapkepHoro sokyca DYS14 wu3 rena
JIOKYC MYJNbTHAJUIENICH W HMMeeT HeKOoTopble pacoBble TSPY, umciio kommit koToporo mnpesbimaer 50; pasmep
OTIMYHSA, aBTOPHl PEKOMEHJOBAIM KCIOJIB30BaTh €ro B  aMIUIMKOHA MPH 3TOM cocTaBui 147 n.H. [brarogarckux n
STR-nabopax Juis KPUMUHAIUCTHYECKUX, 1p., 2010]. [Toxxe npyrumu aBTOpamMH OBUTH 110JI0O0paHEI
ApXCOJIOTHYECKUX M TEHEAIOIMYeCKHX IpUMeHeHuid. B mpaiiMepsl mmg  aMmummdukanuu  JaHHOTO TeHa C
JIATIbHEHIIEM €ro IOTeHNIWal ObUI MOATBEPXKJIEH NpH JETeKUHMeH 110 KOHEYHOH TOuYKe, pa3Mep aMIUTMKOHA
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KOTOpOro cocTaBmwil 84 TIL.H., a Ul ero JEeTEeKIHH B
pearbHOM BPEMEHHW ObUTH BBIOpaHBI THOPUAN3AIMOHHBINA
TagMan 3o0HnG w pgpyrme mnpaiiMepsl, oOpasyrommue
amIiukoH pasmepom 124 m.uH. [Aghanoori et al., 2012].
Hns  mudpdepernmamumn  mona OBUIO  MPEUIOKEHO
UCIoNb30Bath Jiokyc STS (Hapsgy co CTaHIapTHBIMH
amenoreHuHoM U SRY), koTopsiM oKa3zancs (parMeHT
reHa crepouaHoi cynbdaraser [Morikawa et al., 2011],
mpuyeM mpaiimMepsl  ObITM  TOAOOpaHBl  Tak, dYTO
Y-crennuIHBIA BapHaHT aMIUIMKOHA UMeN pasmep 166
m.H., a X-crenuduunpii — 158 m.H. Jlns ycTaHOBICHUS

Imojla MCCIeRyeMbIX 00pa3moB Takxke paspaboraH
JYeThIpeXMapKepHbIi  MeToA,  HasBaHHbli  YFlag,
paccuMTaHHBII Ha OJHOBpeMeHHyto nerekiuio SRY,
TSPY1, TSPY2 " BPY2 JIOKYCOB yTeM

OJIHOHYKJICOTH/IHOTO YIJIMHEHHUS MaTpHLl, 00pa3yroLIuXcs
B xoxe mnpeasaputensuoit [P [Allwood, Harbison,
2015]. [pyrue aBTOpHI ONpeesieHHe Toja MPOBOIUIN C
nomomipio 8-mu JokycoB (SRY, DYZ1l, DYZ3, DYS14,
PABY, RPS4Y(SY16), RPS4Y(SY17), ZFY),
PacIoJI0KEHHbBIX KaK Ha KOPOTKOM, TaK U AJIMHHOM IIIeye
Y-XpOMOCOMBI, a TaKke B €€ LEHTPOMEpHOH obiacTH
[Choi et al., 1999].

B pamkax paboTel TO OIEHKE KadecTBa
BeienenHol JJHK ¢ momomipio muaBieHHs aMIUTMKOHOB
pa3sHOM UIMHBI OBLIO IOKA3aHO, YTO UIS YCTAHOBIICHUS
noja oOpa3na BO3MOXXHa Jerekuusi Jiokyca 1BL1Y
(transducin beta-like), mpoucxoasmiero u3 Y-xpoMocOMBbI
[Ginart et al., 2019]. B at0it paboTe ObLIM MOIOOPaHBI
npaiimepbl, (aHKUpyOIIKMe Y4YacTOK IaHHOTO TeHa
pasmepoM 84 1.H., HO HE MPUBOSIIME K aMIUTH(UKALIIH
romosioruuHoro resa TBL1X u3 X-xpomMocombl, HECMOTPsI
Ha WX JOBOJBHO BBEICOKYIO Tomoioruto [Di Stazio et al.,
2019]. Takxke pansg ompeneneHHus TMoJia MPEATIOKEHO
UCIIONIb30BAaTh  OJMH M3 TEHOB  HEWPOJIMTHHA
MIPOUCXOIAMIAX U3 PA3HBIX MONOBBIX XpomocoM NLGN4X
n NLGN4Y, xapakTepu3yloIUXCs HOBOJBHO BBICOKOM
TOMOJIOTHEH Koaupyromux obmacreit — 96,9% [Maxeiner
et al., 2019]. B kadecTBe MHUIICHEH IS OMpEICTCHHS
moysa oOpa3moB ObUIM  BBIOPaHBI HETPAHCIMPYEMBIE
0o0acTi TMEepBOrO HK30HA, OTJIMYAIONIMECS JOBOJBHO
0OJIBLIMM YHCIIOM 3aMEH HYKJIEOTHJIOB, HO TJaBHOE HX
pasiinuue 3aKJII04aeTcsl B MPOTSDKCHHOW Nl y TeHa
NLGN4Y , yto mpuBOgUT K HapabOTKE €ro aMIUIMKOHA
YMEHBIICHHOTO pa3Mmepa — 187 m.uH. mpotuB 381 m.H. s
NLGN4X. BpLi1o mokaszaHo, 4To 3TOT MOJX0/] OIpeIeTICHUS
[oJIa TIPUTOJEH Ul pa3sHbIX dTHWYECKHX rpymn. HyxHo
OTMETUTb, 4YTO B JaHHOH paboTe Uil BBISBICHUA
OJIHOHYKJICOTHIHOTO IONUMOp(H3Ma ObLT IPHUMEHEH
oTHOCHTENBbHO HOBBEIT Meron — PHKasza H 3aBucumas
TP [Dobosy et al., 2011].

Kak moxwuo Bumets u3 puc. 1, reast NLGNX/Y
PpacmosoKeHbl OTHOCHUTEJBHO HeJlaJIeKO oT
MICEBJOAYTOCOMHOTO PETHOHA IIOJIOBBIX XPOMOCOM, IIPH
stoM NLGN4Y HaxomuTcs JOBOJBHO JAIEKO OT
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PEKOMOMHHPYIOIIETO Y4acTKa — ropaszo Jajblie, HEKEIH
gokycet AMELY, ZFY u tem O6onee SRY, koTopsiii
PACIIONIOKEH YyTh JIM HE BIUIOTHYIO K IICEBIOAYTOCOMHOM
obmactu. Oto gemaet rersl NLGNX/Y Teoperndecku
Oosiee MOAXOIAIIMMH JUI YCTaHOBJEHHS II0Ja, HO
pa3Mephbl aMILTUKOHOB ¢ 00EHX XPOMOCOM BCE JKE BEJIHKH.

I'enpepHble JIOKYCHI M )KEHCKUIl CIIOPT

)lance us3 BBIINICOIMMCAHHBIX XPOMOCOMHBIX
nepectpoek (omyckast 3mech XX/XXY woszaummsm u
JIpyrue HapylIeHWs IIOJIOBBIX XPOMOCOM, a TaKKe
UCKYCCTBEHHYIO CMEHY II0Ja) BHIHO, YTO CHTyalHs C
MOJIaMU Y JIIOJIEH HECKOJIBKO CIIO’)KHEE W HE BIIOJIHE
COBMJAeT C KJIACCHYECKHMMHU TNPEACTABICHUSIMH O
MYXXYMHAX M JKEHINWHAX Kak HocuTelsix XY- m XX-
KapuOTHUIIOB COOTBETCTBEHHO. [loaTOMy cuuTaercs, 4To C
Y4ETOM TOTO, YTO MYXXYMHBI B IIEJIOM XapaKTepPH3YIOTCS
Oonbrielt  (U3MUECKOM CHIION, HaIMYUE «MYKCKOTO
Hayajga» B TCHOME OTHCIbHBIX JKCHIIMH TEOPETHYECKU
MOXET JlaBaTb WM HEKOTOpOE IIPEHMYIIECTBO B
CIOPTUBHBIX JUCHUIUIMHAX, TIAe TpeOyercss cuia H
BBIHOCIMBOCTh. M wmcTOpMS cmopra 3HaeT HeMalo
IIpUMEPOB, Korga 4YeMIIMOHaMu u PEKOpACMEHAMU
CTAaHOBWJINCh ~ MMEHHO  TakKHE€  MPEICTaBUTEIbHHUIIBI
«cnaboro 1moJiay. 3a MpoIIeANIne ToIbl U3BECTHBI JIaKe He
€MHUYHbIC CIIydaW JMIICHUS 3aBOEBAHHBIX Harpag Hu
3BaHUN PEKOPJICMEHOB.

Brniepsrie Bompoc 00 yCTaHOBICHHWH IOJIa OJHOU
W3 y9acTHUI] OB MOIHAT Nocse bepnmHcko# onmMmna st
1936 r. Ilo 3aBepienuto Pumckoit omumnuanst 1960 r. on
BCTaJl C HOBOM cujod, u 1npu MexIyHapoIHOM
omuMnuiickom  komurere (MOK) Obuta  co3mana
cunenuanbHasg Memunmackas Komuccusa. B 1966 r. Ha
YeMITHoHaTe EBpornsr 1o JIETKOH aTIeThKe,
MpoBoauBIIEMCs B bynanenite, BrepBbie B 00s3aTeIbHOM
Hopsiike ObIT MPUMEHEH TaK Ha3bIBAEMBIA «CEKC-TECT»,
OCYIIECTBIISIEMbI TYTeM BH3YaJIbHOTO OCMOTpPA aTJIETOK
TpeMsl BpadyaMU-THHEKOJIOTaMH. 37€Ch MOKHO 3aMETHTh,
YTO, 3Has O TAaKOM TOTOBSIIEMCS TECTe, HECKOJIbKO
CIIOPTCMEHOK ~ MMpPOBOTO  Kjlacca, BKIIOYas  ISTh
JiepkaTenell MHUpPOBBIX DPEKOp/OB, HA TE€ COPEBHOBAHUS
MMO4YEMY-TO HE IMpuUEXalid U, COOTBETCTBECHHO (BO3MO)KHO
CO3HATEIbHO), TaKOW TecT He mpoxomwnmu [Ferguson-
Smith, Ferris, 1991; Ferris, 1992]. Dta npoueaypa, TeM He
MCHEe, BbI3BaJa B IIE€JIOM HETaTHBHBIH OTKIMK U Y
CIIOPTCMEHOK, M B CpEJICTBaX MAacCOBOW HH(pOpMAaINH,
MOCKOJIBKY ObITa couTeHa yHu3uTensHOW. M B 1967 T.
MOK nepen Onumnuanoil B MeXuko NpHUHSI pelIeHUe -
JUISl YCTAHOBJIEHHSI TI0JIa NIPOBOANUTH XPOMOCOMHBIH TECT
Ha Hamumuue Tenen bappa, mmst dero TpeboBaics
IUTOJIOTHYECKUI aHaM3 Ma3Ka M3 POTOBOW TMOJIOCTH,
cnenupuIHEI Ha X-XpOMOCOMY, TOYHEE, ONPEACIITIOIHN
X KOJMYeCTBO. I[Ipy 3TOM MYKYHMHBI C CHHIPOMOM
Knsaitapensrepa (XXY) 3TOT TecT MOTIM  JIETKO
NPOXOJUTh W BBICTYNAaTh B COPEBHOBAHMSX IO BHUIOM
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XKeHIMH. beutn 1 npyrue ommoOoYHbIE Pe3ynbTaThl, B TOM
Yuciae W3-32 OaHAJIBHOTO YENIOBEYECKOro  (hakTopa,
UTPAOLIETO B O3TOM TECTE HE TIOCIECTHIOI pOIb.
HeynuBurensno, uro B 1991 r. MOK otkazancs ot
aHauW3a Ha Haiuu4yue Teiel bappa, 3aMeHEHHOTO Ha
3uMHed n jerHed Omummnuanax 1992 r. B Ans0OepBuiie u
bapcenone Ha BbIsIBICHHE Y-XPOMOCOMBI C ITIOMOIIBIO
[OP. Tax, cpenn mnpoBepeHHbix B bapcenone 2406
crnoptcMeHok DYZ1-nokyc Obin BbIsBIEH y 11, KOTOPBIX
3aTeM IpoBepIl Ha Hammare SRY-1okyca 1 0OHapy TN
ero y mstu 4enoBek [Serrat, Garcia de Herreros, 1993;
1996]. Ho mpobnema ¢ TOYHBIM OTIpe/IeICHHEM I0JIa TeM
caMbIM BCE paBHO He ObLIa pelieHa, K TOMY XX€ MHOTHE
CHIOPTCMEHKH, OTCTpaHEHHbIE TakuM 00pa3oM  OT
COpPEBHOBAHMH, OBIIM HE COTJIACHBI C 3THM, B TOM YHCIIE
[0 TMPHYHMHE TOTO, YTO HE O0Ja/amy HEKUMH MYKCKUMHU
4epTamMH, JAOUMMH UM TIPEUMYIIECTBO B CHIE U
BBIHOCJIMBOCTH, HO HECIM 3TH 3JI0CYACTHBIE JUIsi cels
nokycel. IlosToMy mox pmaBieHHEM OOIIECTBEHHOCTH
MOK npunsan pemenue B 1999 r. oTkaszaTbcs OT Bcex
nmonoOHbIX TectoB, 1 Ha OmmMmmuane 2000 r. B Cunnee
oHHM yxke He npoBoamiuch [Elsas et al., 2000; Simpson et
al., 2000]. OgHako HOBbIE CiIydau MOOEN HA CIIOPTHBHBIX
COPEBHOBAHMSIX JKCHIIMH, Y€ WCTHHHBIN MOJ BBI3BIBAT
COMHEHUSI, BHOBb 3aCTaBUJIM BEPHYTHCS K BOIPOCY €ro
YCTaHOBJICHHS, WM 110 HEKOTOPHIM JIPYTHM IOKa3aHUSAM
HE  JIOIyCKaTh HEKOTOPbIX  CHOPTCMEHOK [0
copesHoBanuii. Tak, c¢ 2011 T1. pexoMeHIOBaHO
OTIpEIETISITh B CHBIBOPOTKE KPOBH YPOBEHb TECTOCTEPOHA,
KOTOPBI I JKEHIMH HE JOJDKeH ObITh Bbime 10
HMOJIB/J, YTO CUHTAETCS HIDKHEH TpaHUIEH HOPMBI JUIA
myxuun [Martinez-Patino et al., 2016].

3akJl0ueHue
3aBepras JIaHHYIO CTaThIo, HY)KHO
KoHCTatupoBaTh, uro [I[P amamm3 oOHapYyKEHHBIX

BCHIJOKOB C MOMOIIBIO HUCIIOJB3YEMBIX HBIHC T'CHACPHBIX
JIOKYCOB B psA€ CIydaeB CHOCOOECH NPHUBOIUTH K
JIO)KHOMY ONpEAENeHHI0 (EHOTUIIMYECKOro II0Jia H3-3a
TEHETUYECKNX OCOOEHHOCTEM TakMX WHAMBHUIOB. He
TOBOpPSI YK€ TIPO JIIO/ICH, CO3HATENFHO CMEHUBIIUX CBOM
moJsi. B pe3ynpTare mpoBoanMoe paccieoBaHHE KaKoro-
mu00 TIPECTYIUICHUS, COPHCHTUPOBAHHOEC HA TIOWCK
MYXUHHBI, MOKET MOWTH TIO JIO)KHOMY IYTH, ITOCKOJIBKY
HY)XHO OyZeT WCKaTh >KEeHIIWHY (Wix HaoOopoT), U 00
9TOM, O€3yCIIOBHO, HYXXHO IOMHHUTbH. KapauHajabHBIM
pemieHneM IaHHOW TpoOieMBl B CyneOHON MeaumuHe
moxer cratb JHK-perucrpamuss Bcero HaceneHwus,
KOTOpast IIO3BOJIUT IO OMOJIOTUYECKUM CIIEIaM C BBICOKOH
TOYHOCTHIO YCTAHABJIMBATH KOHKPETHOTO UYEIIOBEKA, KOMY
9TH CJIeAbl NMPHUHAISKA(T)IM, U €ro peajbHBIN MO yxe
Oyner HEBaK€H W OIpenessiTe ero ¢ momormbio [P
Oyner He akTyanbHO. [Ipw 3TOM aOCONIOTHO $ICHO, YTO
pano wiu no3aHo takas JJHK-perucrpanus HenpeMeHHO
IIPOM30HIeT, W BOIPOCHl 00 3TOM YK€ HEOIHOKPATHO

NOJHUMANKCh B HayyHoW smtepatype [Williamson,
Duncan, 2002; Kaye, Smith, 2003; Graham, 2007;
Dedrickson, 2017; Hazel et al., 2018; Smith, 2018], B Tom
yuciie 1 HaMu [AHuUCUMOB u Ap., 2019; Uemepuc u ap.,
2020].

Uro KkacaeTrcs »KEHCKOIrO cIopTa, TO Ipolbiiema
3Ta fake OOJBIIE ITUYECKAs, HEXKEIH TeHETHUECKasl, TEM
Gomee ecam ydecT, 4YTO B OTHENBHBIX CIydasx
JIOCTaTOYHO (axTryecku JIMLIb OJIHOTO
TPaHCIOMPOBAaHHOTO C Y- Ha X-xpomocomy reHa SRY
WIN €ro HeNnpaBWIbHOTO (YHKIMOHUPOBAHUS, 4YTOOBI
(eHOTHIT HE COOTBETCTBOBAl TeHOTHIY. Bpsg mm
MOJIEKYJISIpHBIE Ouosoru MOTYT IIOCOBETOBATH
CIOPTUBHBIM (YHKIHOHEpaM, Kak MM [OCTyNaTh B
MOJOOHBIX CITyJasX.

BaaroagapHoctu
Hannas pabota noanepkana rpantoM PODU no
npoekty POOU-mk Ne 18-29-14076.
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