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F'eH ameAOreHUH KOAMpYeT GeAOK 3yOHOI 3MaAM M MPUCYTCTBYET Y YeroBeka B ABYX chopmax — AMELX n AMELY, A0KaAu30BaHHbIX
COOTBETCTBEHHO Ha X- u Y-xpomocomax. lpeacTaBAreH peAKmii CAyual 3KCNepTHOW NPaKTUKM, CBA3aHHbIN C 4aCTMYHOW AeAeumeit
reHa AMELY. B aabopatopun OOO «UuT0-CTHA» NpoBeAn reHeTuueckuii aHaans 0opasuos AHK, BbireAeHHbIX U3 OYKKaAbHOrO 3nu-
TeAusi NPeANoAaraemoro oTua 1 pedeHka (CbiH). OCyecTBUAM reHOTUNMPOBaHNe C UCMOAb30BaHnem Habopos COrDIS Plus («Topauns»,
Poccus) ¥ AmpFLSTR Identifiler Direct PCR Amplification Kit (<Applied Biosystems», CLUA). lNpu aHaAu3e npoAykToB amnAuduka-
UMM KaK y NPeAnoAaraemoro oTua, Tak U y cbiHa He 00HapY)XXMAM (hparmeHToB, cooTBeTcTBYIowMX reHy AMELY. Mpu ncnoas3osa-
Hun 06enx STR-cucTem B reHome pebGeHKa BbISIBUAM aAAeAb, (DOPMAABHO COBMAAABIIMIA C AAAEAEM B TEHOME NPEANoAaraeMoro oTua.
AanbHeunii aHaAn3 ¢ npumeHeHnem Habopa COrDIS Plus npoaemoHcTpupoBaa Haanume amnAMULMPOBAHHBIX (DParMeHTOB, COOT-
seTcTBYlommnX Bcem STR-A0Kkycam Y-xpomocomsl, kpome DYS576 u DYS449, uto cBUAETEALCTBYET O MPUHAAAEXKHOCTU UCCACAOBAH-
HbIX OMOAOrMYECKMX 00Pa3LIOB AMLIAM MYXKCKOFO FeHeTMHEeCKOro MnoAa.

KaloueBble croBa: reH dAMEAOreHnH, Aeneums Y—XpOMOCOMbI, oripeAeneHue rnoAa, yCraHoBA€HHe OTUOBCTBA.
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The amelogenin gene encodes dental enamel protein and is present in humans in two forms — AMELX and AMELY, located on the
X- and Y-chromosomes, respectively. This rare case depicts a partial deletion of the AMELY gene. In the Into-Stil LLC laboratory,
we performed the genetic testing of the DNA samples extracted from buccal epithelial cells of the alleged father and the disputed
child (a boy). Genotyping was carried out using COrDIS Plus («Gordis», Russian Federation) and AmpFLSTR Identifiler Direct PCR
Amplification («Applied Biosystems», USA) Kits.

Our findings have demonstrated that both the alleged father and the disputed child lacked the fragments corresponding with the
AMELY gene. Using both STR-systems, we detected, in the disputed child’s genome, the allele formally identical to the allele in the
genome of the alleged father. Further analysis using the COrDYS («Gordis», Russian Federation) kit allowed us to detect the amplified
fragments corresponding with all the STR loci of Y chromosome, except DYS576 and DYS449, which confirmed that both studied
individuals belonged to male biological sex.
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OPUTMHAABHBIE CTATBM

I'en amenorenuH (amelogenin) KogupyeT 6eJIOK BHEKIIE-
TOYHOTO MaTPUKCA, YYACTBYIOIINIA B aMeJIOTeHe3e, T.€. Pa3BU-
TUU 3yOHOI 9Manu. AMeJIOTEHUH JIOKaJIM30BaH KaK Ha X-Xpo-
MocoMme (Xp22.2, nosuiuu 11293413—11300761, GRCh38.p7;
https://www.ncbi.nlm.nih.gov/gene/265), Tak 1 Ha Y-XpOoMOCO-
Me (¥p11.2, nosunmu 6865918—6874056, GRCh38.p7; https://
www.ncbi.nlm.nih.gov/gene/266). Takum 06pa3om, y 4eroBe-
Ka TeH aMeJIOTeHMH TIPUCYTCTBYET B IBYX hopmax — AMELX
uAMELY, KoTopble pa3inyaloTcs Mex1y Co0o¥ aeenuneit ii-
HOM B 6 map HyKJIeOTUIOB (I1.H.) B TeHe AMELX. D10 onpenens-
€T IEHHOCTh aMeJIOTeHWHA TS CyIeOHO-MEeTUIIMHCKOM TpaK-
TUKU TIPU OTIPEIeJICHUN TTOJIOBOI TPUHAMJIEXXHOCTH C IIEITBIO
uaeHTUUKAIUY JTMIHOCTA Y YCTAHOBIIEHUS POICTBA.

[IpuBonuM penkuit ciaydait 3 3KCepTHOM MPaKTUKU, CBSI-
3aHHBIN ¢ YaCTUYHOMN Aenereil Y-XpoMOCOMBI, cofepxKailiei
yuactok reHa AMELY.

B ma6oparoputo OO0 «uT0-CTIj1» TOCTYIIWII 3aKa3 Ha MH-
(opmarmonnslit ananm3 JIHK nist yctaHoBieHust oTiioBCTBa. Ma-
TepUAIIOM TSI ICCIIENOBAHUST TIOCITYKIITU 00PAa3Iibl OYKKAIEHOTO
SIUTENUS TTPEATIOIAraeMOTo OTIIA U PeOEHKa, TIOT KOTOPOTO YKa-
3aH KaK MYXCKOM. J1JIsI rTeHeTHUeCKOTo aHa3a UCTIOTB30BaJIH Ha-
60p COrDIS Plus («['opau3», Poccust), comepskalimii mpaiitMepbl
st onipenesienust 19 ayrocomubpix STR-mokycos (STR — xoport-
KUe TaHIEeMHEBIE TIOBTOPHI), a TaKke JTIOKycoB AMELX (M55418)
uAMELY (M55419). [1ponyKThl ToMMMepa3HOii LIETTHOM peakInm
(I1LLP) dhpakiimoHpOBaIi C IIOMOIILIO CUCTEMBI KAITMLISIPHOTO
anekrpocdopesza ABI PRISM 3130 HID («Applied Biosystems»,
CLIA). I omnipeneneHust IUTMHBI (ParMeHTOB UCTIOTH30BATN
BHyTpeHHHe cTaHmapThl HH (Size Standard GeneScan 550L1Z)
u mporpamMMmHoe obecrieuenrie GeneMapper 4.1. Y nipeamnoara-
€MOT0 OTIIa U pebeHKa (CbhIH) ObUTH MAEHTUGhUIIMPOBAHBI OTHO-
(parmenTHBIE TpoduM 110 amestoreHUHY (XX). Takum 06pazom,
y TIPEATIONATaeMOTO OTIIA ¥ ChIHA TIPOMYKT aMITTU(hUKAIIY TeHA
amestoreHuHa Ha Y-xpomocome (AMELY) otcyTcTBOBaI. AHAIN3
MPOBEJIN IOBTOPHO, 1 AM ELY-oTpuliateTbHbIN (heHOMEH BHOBb
rionTBepavics (puc. 1, Ha UB. BKJIEiKe).

JanpHelinee TunmupoBaHue moauMopd@HbIX STR-10KycoB
JHK yyacTHUKOB TaHHOTO aHAJIN3Aa IPOBEJIU C TPUMEHEHUEM
manenu tjokycoB AmpFLSTR Identifiler Direct PCR Amplifica-
tion Kit («Applied Biosystems», CILIA). [1pu pa3aeneHun 1mo-
JIy9eHHBIX IPOAYKTOB aMIUTM(UKAIIUN C TIOMOIIBIO 3JIEKTPO-
(bope3a BHOBb He BBISIBUIIN MPOAYKTOB aMIUTU(UKAIIUN Te-
Ha AMELY vu y oTiia, HU y peOGeHKa (puc. 2, Ha 1B. BKJIEiiKe).

B cnyyae ncrions3oBanusa obeux STR-cucrem B reHOMe
TIPEATIONIAaTaeMOTO OTIIa OOHAPYKUBAJICS aJUIEINb, KOTOPHIiA (hop-
MaJIHO COBIIAIAJI C AJIJIEJIEM YCJIOBHO OTIIOBCKOTO (HEMaTepUH-
CKOTO) TIPOVICXOXIEHUsI B TeHOMe pebeHKa. Takum o6pa3om,
OBIJIO YCTAHOBJIEHO OTLIOBCTBO, a AM ELY-oTpuLiaTeIbHbI! (pe-
HOMeEH HabJTonaics KaK y OTIa, TakK U 'y ChIHA.

Hns napentudukannm myxckoro JIHK-mpodwns ora
1 pebeHKa JOTIOTHUTEHHO TIPOBETN TeHOTUTIMPOBAHUE C Ha-
6opoMm st amrndukanuu 18 STR-10kycoB Y-XpoMocoMbl
COrDYS Plus («I'opmuz», Poccust). B pe3ynbTate 1onoaHUTE b=
HOTO aHaJIN3a U Y OTLIA, ¥ Y ChIHA BHISIBIUTY aMIUTU(UITUPOBAH-
HbIe (PparMeHTHI TI0 BCEM HUCCIIEMYyEMBIM JIOKyCaM, KPOME IBYX
(DYS576 1 DYS449), uTo CBUIETETHCTBOBAIO O MPUHAUIEKHO-
CTH MCCIIEIOBAHHBIX OMOJIOTMIECKIX 00PAa3IIOB JINIIAM MYy3KCKO-
'O TEHETUIECKOTO 1oJ1a. OTCYTCTBYE MTPOITYKTOB aMITTH(UKAIIIN
IO TBYM M3 UCCIIENOBAHHBIX JIOKYCOB Y-XPOMOCOMBI YKa3bIBAJIO
Ha JIEJIETIO YJacTKa JaHHO! XPOMOCOMBI (pHC. 3, Ha IIB. BKIIEHKeE).

N3BecTHO, 9TO NMpU NCTIONB30BAHUY AMEJIOTEHMHOBOTO TECTa
TIOJT B pSiZie CITydaeB orpernesisieTcs HeBepHo. Yariie Bcero 6nomoru-
YeCKMI MaTepHAT, TOTYyYeHHBIN OT MY>KIMHBI, WIEHTH(DUITIPYETCST
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Kak xeHckuit [1—7]. [IpruunHOil HENMPaBUIBLHOTO OTpeneIeHuUs
TI0J1a SIBJISIETCSI TTOJTHAST WJTM YACTUIHAST IEJIEITHST y4acTKa XPOMO-
COMBI Y, BKJIIOYAIOIIETO Y HEKOTOPBIX MYy>KUnH reH AMELY. [lene-
LIV MOTYT UMETh PA3TTMIHYIO TIPOTSKEHHOCTb, YaCTO 3aTparnBasi,
nomumo reHa AMELY, npyrue TIOKychbl Y-XpOMOCOMBI, B TOM UKC-
ne DYS458 [5, 8—11]. Ieaewmu Takoii TPOTSDKEHHOCTH HE OKa-
3BIBAIOT BIUSIHUS HA (DeHOTUTIMIECKUE TIPU3HAKY X HOCUTE-
JIel ¥ He cKa3bIBatoTcs Ha deptibHOCTH [10—12]. Eciu mene-
LMY BKITIOYAroT reH AMELY 1IeTMKOM WJIN YYaCTKU CBSI3bIBAHUS
TPaMEPOB, TO AMITTU(UIIUPYETCS] ¥ OTIPEETISIETCS TOJTBKO TIPO-
nyktreHa AMELX, a rionoBast pUHaIEXHOCTb MICHTUDUIUPY -
€MOT0 OMOJIOTUIECKOTO MaTepralia OTIPEIEIISIETCST KaK KeHCKas.

BriepBrie (heHOMEH OTCYTCTBUS MPOMYKTa aMILTA(UKA-
1 reHa AMELY 'y i1l My>XCKOTO T10J1a HaOJTIoIaI IPY CKPH-
HUHTOBOM TecTupoBaHuM 350 o6pasnos JJHK myxuuH u3 pas-
HBIX CTpaH, Mpu4yeM 00a BISIBICHHBIX AME LY-0TpUIaTeTbHBIX
o6pasua JHK nmpuHamnexanm Berxomuam u3 Llpu-Jlanku [13].
B 2008 r. B AArmoHnu ObLT OIMKCaH CiIyyail OOHApy:KEeHUS Iese-
11X y9acTKa Y-XpOMOCOMBI, conepkaiiero reH AMELY, y 4 une-
HOB onHoOM ceMbH (oTen 1 3 ceiHa) [ 10]. EcTh coobmienust o enu-
HUYHBIX CITy4asiX OIMOOTHOTO OTPENIEIEHNS TI0J1a, CBSI3aHHBIX
¢ genenyeil Y-XpoMOCOMBI, B TIOMYJISIIIUSIX SITTOHIIEB, KUTali-
1eB, MekcukaHies [8, 14—16]. B Pecnybsuke Benapyce mpu
a"ammze 6ojee 30 000 SKCIIePTHBIX CiTydaeB BHISSBUIN 11 MyX-
YyH ¢ aenenueit B rene AMELY [12]. T1oBbIIeHre YKciia HOCH-
Tesel nesietil Y-XpoMOCOMBI, COIEPIKAIINX I'eH aMeJIOTeHHA,
0OHApYXWJIN B TPYMIIaX MHIYCOB M MaTalilleB Mpy 00CIenoBa-
HUW MYJIBTUITHIYEeCKUX Tomyssiuuii CuHrarmypa u Manaiizuu,
a Taxke Tipu ckpuHuHre 104 sHIoraMHBIX omystivii Muam
u y xureneit Uspaums [9, 17—19]. B nenom yacrora Bctpeva-
eMOCTH AeJielnii Y-XpOMOCOMBI, 3aTparuBatoimux redH AMELY,
coctasinsiet ot 0,018% B momyisiiivu aBCcTpUiiLeB 10 6,49% y Ku-
teneit Henana u 8% y xwureneit Ilpu-Jlanku [2, 13, 19]. B Ha-
mreii mpakTuke u3 6osee yem 12 800 mpoBemeHHBIX SKCIIEPTH3
10 YCTAaHOBJIEHUIO OTLIOBCTBA 3TO TIEPBBIN CITyJaii BBISIBIICHMST
YaCTHYHOM IeJIelInK Y -XpOMOCOMBI, BKiTtouatomieii reH AMELY.

B cyne6HO-MeauUMHCKO MpakTUKeE, TOMUMO aHaJIM3a 00-
pasuoB JJHK, mosmydeHHBIX OT KOHKPETHBIX JIUII, YaCTO BO3HU-
KaeT HeOOXOIMMOCTh IKCIIEPTHU3BI CIIETOB OMOJIOTMIECKOTO TIPO-
VCXOXJIEHWS 1 OCTAHKOB, YTPATUBIINX UACHTU(DUKAIIMOHHbBIE
XapaKTePUCTUKH. B MOmoOHBIX CITyJasx 11e1ecoo0pa3Ho MPOBO-
TITH oTipesienieHre KonteHTparu reHoMuoi JIHK B mpemapare
u conepxanue myxckoii JIHK ¢ momonisio Habopo Quantifiler
Duo DNA Quantification Kit («Applied Biosystems», CIIIA)
i «XY-Jetekt» («CuHTtom», Poccus) [20]. MmeeTcsa coob-
IEHNE O CITyJae U3 CyaeOHO-MeTUIIMHCKON TTPAKTUKH, CBSI3aH-
HOM C ITPOBENCHNEM SKCIIEPTU3HI ITO TIOJIOBBIM MPECTYTUIEHUSIM,
HarmpaBJIeHHBIM IIPOTUB XEHIIWH, ¢ yuactueM AMELY-otpuiia-
TEJIBHOTO MYKYMHBI TIPY UCCIIENOBAHNN OMOMATEPUATIOB C Te-
n1a keptBHI [21]. M3BecTHO Takke 00 UCITOIb30BaHUM JaHHO-
TO METOMIa IPY UACHTU(DUKAIINY HEOTTO3HAHHBIX OCTAaHKOB [22].

TakuM 06pa3oM, aHAIN3 TAHHBIX JIUTEPATYPHI TIO3BOJISI-
€T C/IeJIaTh BBIBOJ, YTO HA YACTOTY BCTPEUAEMOCTH AeJIeLINit
Y-XpoMOCOMBI, 3aTparuBaroiux red AMELY, 0Ka3bIBaloT BIIMSI-
HIE STHOKYJIBTYPHBIE U COLIMATBHO-TeoTpadueckre hakTopht
(B TOM UHCIIE, BEPOSITHO, YACTOTA OJIM3KOPONCTBEHHBIX OPaKOB
B romysiiun). Heo6xonnMo yIuTeBaTh BOZMOXKHOCTD BITUSI-
HUSI TaHHOU MyTaIluy Ha Pe3yJIbTaThl TeHETUYECKOTO TECTHPO-
BaHUS U TIPU HEOOXOMUMOCTH BKITIOUATh B AHATN3 IPYTUE JIO-
KYCBHI Y-XpOMOCOMBI.
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