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1. JI. HBAHOB, E. IO. 3EMCKOBA, H. H. JEBENIEBA, H. A. EOPEMOB

YTOYHEHUE HOMEHKIIATYPHI AJLUIEJIEH B XAPAKTEPMCTHKA AJLTEJIBHOTO
IMMOAMMOPPH3MA MOJEKYJIAPHO-TEHETHYECKOW WHAUBUYAIN3IUPYIOIIEN
CHUCTEMBI HA OCHOBE IIEHTAHYKJIIEOTUTHOI'O TAHAEMHOTI'O ITOBTOPA HUMCD4

PoccHMcKMit LIEHTP CyAeBHO-MeTHUIMHCKO#M sKkcnepTussl M3 u CP P®; MHcTHTYT MoNeKyisipHoit 6uosiorn M. B. A. DHrensrapata PAH;
TocynapcTedHbitt HayyHuiid nentp "TocHHUH renernka”, Mocksa

B umerowuxca ucmosHuKax Aumepamypyu HaMu 8ulA61eHb Cyecmaeer ble pa3HoYmenua npu obo3navenuu
anneneii noauMop@Hozo xpoMocomrozo aokyca HUMCD4. Imo agasemes npenamcmeuem 045 cpagrerua
De3yAbmamoe IKCHepmu3, NOAY4eHHbIX NPl €20 UCNOAL306AHUL 8 KaYecmee MOAEKYAAPHO-2eHEMUHECKoll
uHOuSUdyanu3upyIowieli CUcmemMsl 6 PA3HbIX Aa60PAMOPUSX U KaK cAedcmeue He no36oasem ucnons3oeans
Oannwiil Mapkep npu popmuposanuu pegepenmusix 6a3 dannex. C Yeablo YMOYHEHUA AANEALHBIX XAPAK-
mepucmuK npogedero arRatumuiecKoe uccaedoeanue cmpykmyproil opeanusayuu aoxyca HUMCD4, a
maKce CUCMeMamu3uposantoe Uccredoeanue pacnpedenienua aeneli 0anHozo aokyca 6 exbopke u3z 407
senosex — epawcOan Poccuu, He A6AAIOWUXCA KPOGHBIMU POOCIMBEHHUKAMU.

B pesyasmame nposedentvix uccnedosanuii 6npalbomarn pexomenOayuL, Kacaouuecs cCmanoapmu3ayuu
Homenkaamypol aaneneli aokyca HUMCD4 u onpedenens: 0CHOGHbE NONYAAKUOHHBE XAPAKMEPUCMUKU
noaumopuaMa GanHO20 AOKYCA 8 Uccaedo8anHol eubopke naceaenus Poccuu. Iloaysennvie dannbie Mo-
2ym 6bimb ucnoab306aHb 6 Kauecmae pehepeHmubIX Napamempos npu UHMepnpemayul pe3yabmamos Mo-
AEKYAAPHO-2EHEMUMECKUX UOCHMUPUKAUUOHHBIX IKCNEPMU3 U UCCAeO08AHUI U CO30aHUY 6a3 OGHHYIX.

KAloYeBHE CHOBA: NOAUMOPPUIM 2CHOG, MOACKYAAPHO-2eHemu4ecKue uhougudyasusupylouue cucmemsl, 20Kyc
HUMCD4, nonyasyuonnwie uccredoeanus naceaenus Poccuu
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A DEFINITION OF THE NOMENCLATURE OF ALLELE VARIANTS AND A DESCRIPTION OF
ALLELE POLYMORPHISM WITHIN A MOLECULAR-GENETIC INDIVIDUALIZATION SYSTEM
BASED ON THE PENTANUCLEOTIDE TANDEM REPLICATION OF HUMCD4

P.L. Ivanov, E.Yu. Zemskova, N.N. Lebedeva, |.A. Efremov

While analyzing the available published data, we found significant differences in definition of alleles of
the HUMCD4 polymorphic chromosome locus. It is an obstacle for comparing the expertise results obtained
while using the locus as molecular individualization system in different laboratories and, as a consequence,
it hinders the use of the said marker in building up a reference database. The structure of the HUM CD4
locus was analytically investigated and the distribution of the locus alleles was systemized in a sample of
407 persons (citizens of Russia who are not blood relatives) within the present case study for the purpose
of a detailed definition of its allele’s characteristics. We worked out recommendations related with the no-
menclature standardization of alleles of the HIMCD4 locus and specified the main population features of
the locus polymorphism on the bases of the studied sample of Russia’s citizens. The results can be used as
reference parameters in interpreting the findings of the molecular-genetic identification expertise and ex-

aminations and in building up databases.

Key words: gene polymorphism, molecular-genetic individualization systems, HUMDC4 locus, population studies

in Russia

T'ex CD4 xonupyeT T4-JIMKONPOTENH — MOBEPXHO-
cTHbI anTured T-n1umdolnntos. JIpyroe HasBaHue 3To-
ro reHa — p55. OH JIOKaJTM30BaH B TeJIOMEpHOM obnactid
KOPOTKOTO futeda xpomocomsl 12: 12 pter-p12 [1].

B untpoHe 1 rena CD4 joKanu30BaH NojauMopd-
HBI MeHTaHyKJIeoTHIHbIA Mukpocateuut (TTTTC),/
(AAAAG),, xoropbliit o6osHadaercas kak HUMCD4
(GDB:180736 [2], GenBank: U47924, M86525).

K HacTrosilieMy BpeMEHHM B Pa3HbIX MOMNYJSIUMAX B
3TOM ruIepBapHateibHOM JIOKYCE BHISIBIEHO HE MEHee
14 ayneneit, comepxaiux oT 4 5o 16 nmosropos. Iere-
PO3UTOTHOCTh B MCCJIEJOBAHHBIX BbIOOpKax HaXo[ou-
aach B quanasoHe oT 55 mo 83%, pacnpenecsieHue re-
HOTHMTIOB BO BCEX MCCJICZOBAHHBIX MOMYNIALMAX COOT-
percToBaio papHopecio Xapnu-Beitn6epra (PXB).
Haubosnblunit ypoBeHb MoauMopdH3Ma 10 3TOMY JIo-
Kycy oKaszaJcd MpUCYILIMM Herpam U apabaMm, y KoTo-
pBIX BbIABIEHO HaWOOJBblLIEe YUCIIO ATIETbHBIX BapH-
anToB [3, 4]. Y eBponeounos Hauboiee pacrnpocTpa-
HEeHHBIMU SBASIOTCA ayureau 5, 6 u 10 (Mx yacrota co-
crassieT 6oi1ee 20%); TakKe MPaKTHIECKH BCETAA Bbi-
signstiores awtenyt 11 # 12, a octanbHBE ajUIead B €B-
PONENCKHX MOMYJISILIUSX JOCTATOYHO PEAKH U BBISIBIIS-
J0TCA B €MWHUYHBIX CIy4Yasx.

Mukpocaresuiut HUMCD4, xoTs 1 He BXOOUT B
naHen¥ MoJUMOp¢HEIX JIOKYCOB MOJNEKYIAPHO-TEHe-
THYECKUX MHAWBUAyanusupylommx cucteM ENFSI u
CODIS, WIHpoKo UCIOJIB3YETCS B MOJIEKYJIAPHO-TeHEe-
THYECKUX NMPWIOXEHUAX Mo WACHTU(IHUKALMHA JIHYHO-
ctH [5, 10]. YacToThl aJUlesiel 10 3TOMY JIOKYCY onpe-
IeNeHbl U ropolckux momyssiuuit Mockssel 1 ToM-
cka [11]. Kpome Toro, oH MCHONB30BAJICA B KPYIIHO-
MacuITabuerx (6onee 1600 uenosek) dunoreHeTHYE-
CKHX MCCIEOBaHMAX Pa3sHbIX HAUMI ¥ HapoIHOCTEH
{4, 12], a TakXe B acCCOLIMATUBHBIX MCCIEMOBAHMSX C
TaKAMH HACJIEACTBEHHBIMHU 3a00JIeBAHUSMH, KaK LIH-
3odpenusa [13] ¥ MHCYIMHO3ABHCHMBIH CaXapHbIH
nuaber [14, 15].

B HacTodlee BpeMst HAMM TTPOBOAATCA IOMYJISALIM-
OHHO-TeHeTHYecKue HccaenoBanus Jokyca HUMCD4
B COCTABE MMaHeJH MOAUMOPPHBIX MUKPOCATEJUTHTHBIX
JIOKYCOB, JIOKATM30BAHHBIX B TEJOMEPHOH 0O6sacTH
KOPOTKOTO TUI€Ya XpPOMOCOMBI 12. DTH HCCIEeN0BAHUSA
KAcaloTCsi M3yYeHMs T[apaMeTpoB HEPAaBHOBECUS I1O
CUETUICHHIO MeXy GJIM3KOPACIIONOXEHHBIMU TEHETH-
YEeCKMMH MapKepaMK M MMEIOT KOHEYHOH LiebIO ITo-
poinieHue 3¢hdeKTHBHOCTH MONEKYISAPHO-TeHETHYE-
CKOro UACHTHGHKAUMOHHOTO aHATN33, B OCHOBE KO-
TOpOTO JIEXMT eHOMEH NMoiuMopdu3mMa JUIMHBL aM-
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rwmdnnuposanHbix ¢parmentos (IJIAP) JTHK [16].
B xozne paboThl Halle BHHMAaHUE NPHBJICKIN O0OHapy-
XUBILUHECS B UCTOYHHMKAX JIMTEPATYPBI CYLLECTBEHHbIE
Pa3HOYTEHHA TPH 0003HAYCHUH AJUTENEH JaHHOTO JIO-
Kyca. DTO BHI3BIBAET ONpeNe/IEHHYIO ITyTaHUILY B OIH-
caHuH 6a30BBbIX TEHOTUITHIECKHMX XapaKTEPUCTUK AAH-
HOTO MapKepa, SRJIsAeTcs NPENsATCTBUEM VI HX HC-
[TOb30BAHUSL B MEX1a00paTOPHBIX UCCICHOBAHUAX H,
KAK CJICACTBHE, HE MO3BOJISIET HMCIIOAB30BATh JIOKYC
HUMCD4 npu ¢opmupoBaHuu pedepeHTHBIX 6a3
JAHHBIX.

H3yyeHue yKa3aHHOTO BOTpoca B TUIaHE YTOYHe-
HHMS HOMEHKJIATyphl aJUIEJIBHBIX BApPUAHTOB JIOKYyca
HUMCD4 crajio peIMETOM HacTOAIIETO UCCIENO0Ba-
Hus. Taxke 6bura MOCTaBJIE€HA 3a4ada OMpeNeNeHUs
OCHOBHBIX NIApaMETPOB MoAMMopdHu3Ma 3TOTO JIOKyca
B BbIOOPKE POCCHICKOro HAaceJIeHHs C LIE/IbIO MPaKTH-
4ecKOro MCIONb30BaHHS B KadecTBe UHAUBUAYAIU3U-
pYIOLIEH MOJIEKYISIPHO-T€HETUYECKOM CHUCTEMBl Ha
TeppuTtopud Poccuu.

MaTepnaJm H METOIbI HCCAECAOBAHHA

B kadecTBe OHOJOrMYECKOrO MaTepuana HJIA aHa-
JIM34 UCMOJIB30BATM 00pasiipbl nepudeprHyeckoid Kpo-
Bu. UcciaenoBaHHas BbIOOpKa o6bekTOB BKIoYana 407
HEPOINCTBEHHBIX Y€JOBEK M3 Pa3HBIX perHoHoB PD,
MpPEeUMYILECTBEHHO PYCCKOH HallMOHAIBHOCTH (110
MIACIIOPTHBIM J3aHHbIM), KOTOpble 6bUIM OTOOpaHbI U3
yucna GUTYPaHTOB cylIeOHO-MEIMUHMHCKIX 3KCIIEp-
TU3, HAa3HAYeHHDBIX [UIsE MpoBeieHusi B PoccuiickoM
LEHTpE Cyae6HO-MeOIUIMHCKONW SKCMepTU3bl MUH-
snpasa P®. ITo cocraBy 310 6bL1a BEIGOpPKA PYCCKHUX C
BKJIIOUEHHBIMH MHIPAHTAMHM M3 OPYTUX MOMYJSALMIA.
TakuM 06pa3oM, HCCIEAOBAHHYIO IPYIITY MOXHO OXa-
paKTepH30BaTh KaK BHIOOPKY M3 IeTEpOreHHOM IMoIy-
JISIMU, KOTOpask OITUCHIBAETCS MOJEJBIO "CMEIUIAHHOM
rocnoacTByiomieit nomynsauuu” (admixed population).

Jns s3H3KMaTHYECKO aMILTMGUKaUU aJUIEIbHBIX
¢dparmenTos Ha Matpuue JJHK nokyca HUMCD4 uc-
MOJNB30OBAIM IpaiiMEpHYI0 CHCTEMY, IPEMIOKEHHYIO
M. Edwards [2]. PasnmeneHue nponyKToB NOJMMeEpas-
Hoit uenHoi peakuuu (ITLIP) ocymiecTBIsUIM B HATHB-
Hbix 6—10% nonuakpuwiaMuaHbix reasx (ITAAT) c no-
CIEnyIoleil OKpackoil cepebpoM HIM OGpOMHUCTBIM
STUAMEM. AJUTENIbHBIE BapHAHThl UACHTHGULUUPOBATH
110 CHELMANBHO MOMyYeHHOM B HacTosiuiei pabore ai-
NesbHOM "necTHHULE", conepXauleit auemu 5, 6, 8, 10,
11, 12, a TaxKe ¢ UCMONL30BAHHEM BHELIHETO CTaH-
napta Monexynsapubix macc (JIHK pBR322/Mspl) ¢
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121 CACCACGTTA GTGCCAAGTG ACGTCGGAGT TGAAGGACC

Puc. |. CrpykTypHas opraiusauus jiokyca HUMCDA4. Tlokasan
(pparmenT nocacaosatensHoct U47924 ¢ ykazaHHEM JIOKaIU3aLUH
npaliMepoB, onucaHHbIX B paGoTe [8] (0bo3HaueHbl KpacHbIMK
cTpesikamMu) M B pabore [2] (cuHMe CTpelKH), a TAKKE CXeMa Hyme-
paLMH TAHAEMHBIX MOBTOPOB 10 "BepXHei” H "HIXHER" ueny.

ITOMOILLBIO arnapaTHo-nporpaMMHoii cuctemsl Kodak
EDAS 120 ("Kopak", CILIA).

J1u1s1 BEpOSITHOCTHO-CTATUCTUYECKOTO AHAIM3A IaH-
HbIX HCIOJb30BAIH KOMITbIOTEpHbIe nporpammbl RXC
(G. Carmody, Ottawa, Kanana), Arlequin [17], GDA
[18] u PowerStats [19].

PesyabTaTsl B MX 00CYKIeHHE

B 3aBucuMOCTH OT BblOOpa mnpaiiMepoB JUisl SH3HU-
marudeckoit amminpukauun JHK-marpuus: B TP
OIMH YU TOT e aJUTeJIbHBI BADUAHT MOXET UMETh pas-
Hylo amruduumpyemyio JUTHHY. [IpUMeHUTENIBHO K
nokycy HUMCD4 curyaumst cnenyrowas. Eciu, x
MpuMepy, MCIOJb30BaTh MPaiMEPHYIO CUCTEMY, OIU-
canHylo B pabGore [8], pasmep aMruiMpuUUpyeMOro
¢parmenTa, coortBeTcTBylomero auemo 10 (Hymepa-
LIMS1 OTPAKAET YMCJIO TAHAEMHbIX MTOBTOPOB), COCTAB-
asiet 159 nap HykieoTuaoB (1.H.). Ecau xe ucnonbsy-
JOTCsl IpYrie npaiMepbl, HapuMep OlKCaHHbIe B pa-
6ore [2], To B 2TOM cjlyyae pasMep aHaJTOTMYHOIrO
(parmeHTa 110 pacyeTam JoJKeH cocTaBisith 111 m. H.

[Tpu aTOM 3aMeTiM, yTo B pabote M. Edwards [2]
jumHa ajutesns 10 ykasana kak 113 m. H., a y Apyrux
ABTOPOB, KOTOPbIE UCITOJIb30BAJIM TY XKE IMepBOHAYAJIb-
Ho onucaHHyio M. Edwards amruindukaumMoHHYIO
cucTeMy, pe3yabTarhl pasHsites. Tak, HarnpuMep, B pa-
Gore [13] miumna amruuguumrpyemoro autens 10 on-
penesiena kak 113 . H., a B pabore [4] — kak 110 m. H.

B jgaHHOM ciiyyae OYeBMJIHO, YTO HECOOTBETCTBHME
CBSI3aHO ¢ OIMOKOM 21eKTpodopeTHyecKkoro MeTona,
HCIOJIL30BAHHOTO B paHHeit padote M. Edwards st
onpejie/ieHust pasMepa npu (parMEHTHOM aHajln3e
JIHK, Torpa kak senuuurHa 111 n. H. onpeneseHa To4-
HO — HA OCHOBAHWUM CEKBEHUPOBAHUS U pacllU(ppoB-
KM MePBUYHOI CTPYKTYpPbI COOTBETCTBYIOLIETO y4acTKa
reHoMa.

Topaso Gosiee cepbe3HOii MpobaeMoit SABISIETCA TO,
YTO B 3ABUCMMOCTHM OT TOTO, KAK UMEHHO OIpejie/ieHa
CTPYKTYpa MOBTOPSIOLLErocs 36eHa B TAHAEMHO opra-
HM30BAHHOMH MMOCIEAOBATEILHOCTH (TAK HA3bIBAEMBbII
"MOTHUB"), OJIMH U TOT e BAPUAHT AJIJIEJILHOIO COCTOSI-
HUSI TAKOTO JIOKYCA MOXKET ITOJIyYUTb pasHbie 0603Ha-
UEHHSL.

B Hacrosiiee BpeMsi ajuleld MUKpPOCATEJUTMTHBIX
JIOKYCOB B COOTBETCTBMM C MEXIYHApOIHBIMH PEKO-
mergauusmu [20] HyMepyIoT 1o YUCIy COLEepPXKaILUXCS
B HUX TAHIEMHBIX MOBTOPOB. IIpu 3TOM MOXET ObITh
npuMeHeHa HOMEHKJIaTypa, OCHOBaHHas HAa Hymepa-

[IMY TAHIEMHBIX MOBTOPOB KaK IO OJHOM, TaK M [0
[IpYToii Leny pedepeHTHOM nociegopatenbHoCTU. st
BGOJIBLLMHCTBA JIOKYCOB IpH BbIOOPE B KAYECTBE OCHO-
Bbl HOMEHKJIATYpbl TOM MJIM MHOW M3 ABYX KOMILIe-
MEHTApHBIX 1lerneil pedepeHTHOI Mocien0BaTeIbHO-
CTH MOPSIKOBbIE HOMepa ajuiesiei He MEHSIOTCS; KOM-
[UIeMEHTapHO MEHsIeTCsl TOJIbKO 0003HaYeHHEe MOBTO-
psiolierocss MoTtuBa. Mexay TeM Ui JIOKyca
HUMCD4 3aech umeeTcst IpUHLIMITHATIbHAS pa3HHULA.
Ha puc. | npencraBieHa CTPYKTYpHas OpraHu3auus
nokyca HUMCD4. AHanu3 rnMpuBeeHHON HYKIeOTHI -
HOM TOC/Ie/0BATEbHOCTH MOKA3BIBAET, YTO MPH HC-
M0JIb30BAHUM HYMEpALIUK 0 "BepXHel" LeMu TaHIeM-
Hblif 60K comepxuT 10 MEHTAHYKIIEOTUIHBIX MOBTO-
pos: (TTTTC), (CTTTC) (TTTTC),. Ilpu ucrnonb3o-
BaHUM HyMepaLuu 1o "HiKHerd" uernu 1 3BeHO — Mo-
BTOp KoMIuieMeHTapHoro morusa (AAAAG) — Tepd-
eTCsl, ¥ B 9TOM CJlydde HACYMTBIBAeTCs TOJbKO 9 moj-
HbIx ToBTOpoB: (AAAAG), (AAAGG) (AAAAG),.

[TpumeyaTesabHO, YTO AJUIEJIM C YMCIIOM [OBTOPOB
8 u MeHee colepXaT MACHTHUYHBIE TOBTOPAIOLIMECH
motusbl (TTTTC). Y aineneii ¢ 9 nopropamu 1 Hosee
B Cepe/lMHe [OBTOPSIIOLIErocs y4acTka BCTpeyaeTcs
sgeHo (CTTTC), uro oOyc/ioBIEHO TOYKOBOW 3aMEHO
— Tpansuumeit 1 Hykieoruaa [21, 22]. C ucronb3osa-
HUEM CeKBEHHMPOBaHMs a/ulesieil B UTAJIbIHCKOM M aB-
CTPUItCKOM MOMYJIALMSAX BISIBICHO 2 hopMbl ajuiesist 9:
Gonee penkas (mpumepHo 25% HaO/IONEHUIA) CO
ctpykrypoii nostopoB (TTTTC), u ¢ mMoaupuuupo-
BaHHbIM 3BeHoMm B cepenune: (TTTTC), CTTTC
(TTTTC), [22, 23]. Takke onucaHa Apyrasi TOYKOBast
3ameHa-tpaHceepeusi (C — A) mis atens S [5, 24].
DT JaHHbBIE CyMMHUpOBaHbl B Tabn. 1 1 2.

B psine pabor, rie 3a OCHOBY HyMepauuu ajuiesei
o tokycy HUMCD4 npunsTa "HUXHsIA" LeMNb, TAaKXKe
JIOTYIIEHBI HETOYHOCTH: HAIpUMEp, HEMpaBuibHas
HyMmepalust ajuieseif umeer Mecto B pabore [8], B Ko-
TOpOIi YacThble [Ulsl eBPONEeOoHIOoB alleu 0603HaYeHb
kKak 7, 8 1 12 M MX pasMepsl YKa3aHbl COOTBETCTBEHHO
kak 130, 135 u 155 . H. Mexay TeM npu MCIOIb30-
BAHMM ONMHUCAHHBIX ABTOPAMU MpaiMepoB 3TH YacTbie
aJIeTu JOJKHBI UMeTh pasMepsl 134, 139 u 159 . H.
M TIpH MpaBWJIBHOW HyMepauuM Mo "HWXHel" uernu
JIOJIKHBI ObITH 0003HAYeHb! Kak 4, 51 9.

OTMETHM, YTO B paHHUX paboTtax [2, 25] KaK OCHOBY
HyMEpalMy MCIOJb30BAIM "BEPXHIO" Lielb, HO €O
"casuHyThiM" MoTHBOM (CTTTT), uto noskHO ObUIO

Ta6nuua |

Pazauuus B HOMCHKJIATYPHOM YHCJE TanieMHBIX NOBTOPOB
B pedrepenTHoii nocaenosateasnocTh U47924, obyciosiennbie
MCIOJB30BANKEM PA3HbIX MOBTOPAIMIMXCA MOTHBOB

IMosTopsaio-
WHCcsa Mo-
:;:::’b;“:_ Yucno nosTopos B pediepeHTHOI
HcTouHuK auTepaTypsl ki ﬁ‘ mz oc-| TOCAENOBATENLHOCTH U47924 co-
Yoea n;| S HY- rAaCHO HOMEHKIATYPE aBTOpPOB
MepaLuu ajt-
neneit
3—6, 21, 24, 27—29| TTTTC 10
2,25 CTTTTI 11 ¢ yuetom 3'-(haHKHpYIO-
el nmocieaoBaTebHOCTH
pepxueit uenu (CTTCTTTT)
22 AAAAG 9
8, 11 AAAAG 12 ¢ yueroM 5'-chnaHKHpyIO-
ek rocneaoBare/bHOCTH
HuxkHeil uenu (AAGAAAAG)
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Tabnwuua 2

HoMeHK/IATYPHBIE Pa3/IHUHA B XAPAKTCPHCTHKE ajelei Jokyca HUMCD4

Paamep n. H. Hymepaums no Hymepauun
BepxXHeit uenu CTpyKTypa NOBTOPa MO BEPXHEH LETH no HkHelt | CTpyKTYpa nosTopa 1o HikHed uenu no [21, 22]

no [2] no [§] no [21, 22] uenwu

86 134 5 (TTTTC), 4 (AAAAG),

91 139 6 (TTTTC), 5 (AAAAG),

96 144 7 (TTTTC), 6 (AAAAG),

101 149 8 (TTTTC); 7 (AAAAG),

106 154 9 (TTTTC),q 8 (AAAAG),

106 154 9' (TTTTC), CTTTC (TTT IC), g (AAAAG); AAAGG (AAAAG),
111 159 10 (TTTTC), CTTTC (TTTTC), 9 (AAAAG), AAAGG (AAAAG),
116 164 11 (TTTTC), CTTTC (TTTTC), 10 (AAAAG); AAAGG (AAAAG),
121 169 12 (TTTTC); CTTTC (TTTTC), 11 (AAAAG), AAAGG (AAAAG),
126 174 13 (TTTTC), CTTTC (TTTTC), 12 (AAAAG), AAAGG (AAAAG),

[Mpu Me vua Hue. BolieseHne XUpHLIM WITPHPTOM — CM. ofbICHEHWE B TCKCTE.

Gbl YMEHbIIUT YUCIIO0 MOBTOPOB 10 9. OHAKO aBTOPbI
BKJIIOUMWIM B HyMepaluio 3’-draHKUpyloliyio nocie-
710BaTeJbHOCTh BEpXHE Lernu TaHaeMHoro Ojoka, a
umento yyactok CTTCTTTT kak conepxaiumid 2 10-
OJHUTENbHBIX MOBTOPA — BapHAHTBI JIENeLMOHHBIN
(CTT) v nonusiit (CTTTT) (cm. puc. 1). 3ameTum, 4uto
TAKOIN BAPMAHT HyMepaluu Bpsil M MOXHO CUMTAaTb
KOPPEKTHBIM, TaK KaK 1oKasaHo [4], uto 3’-draHku-
pyioiasi  nocienosarenbHocts CTTCTTTT nosHo-
CTBIO COBITAAAeT y YejioBeKa M BBICIIMX MPHUMATOB U
[I0ATOMY €€ He CJIe/lyeT paccMaTpuBaTh Kak 4acTh Ba-
puabesbHOIt 0bs1aCTH.

WU3n0XeHHAs Bblllle aHaIMTHYecKas pas3paboTka
BOTIPOCA C OYEBMIHOCTBIO YKA3bIBa€T Ha HeoOXomu-
MOCTb YHU(PMKALIMM HOMEHKIATYPhI aJU1IeJIbHBIX Bapy-
autos Jokyca HUMCD4. YuutbiBasi peKoOMeHIalnu
[20, 26], npencraBusieTcsl LeJ1€CO00pa3HbIM B KaYeCTBe
cranaapra st sjokyca HUMCD4 npuusiTh HOMEHK-
JaTypy, OCHOBAHHYIO Ha TYMepaLMH MOBTOPSIOLMXCS
TAHJEMHBIX TOBTOPOB MO "BepXHeil” Lenu MaTpniHou
JIHK u ucriosnb3oBaHHylo B paborax [4—6, 21, 24, 27—
29]. B cBoeii nanpHeifeid pabore Mbl MpUAEPXUBA-
JUCh MMEHHO 2Toil HoMeHkaTypbl. [lis sH3uMaTuie-
CKOIt aMIUTMUKALMK AUIEIbHBIX PparMeHTOB Ha MaT-
pune JHK nokyca HUMCD4 Mbl MCIO/Ib30BATH

NpaiMepHYI0 CHCTEMY, TMPEUIOKEHHYIO M. Edwards
[2]. DroT BBHIGOP B 3HAYMTENLHON Mepe 0DYCHOBJIEH
TeM, YTO B MPAKTMYECKOM I1aHe Gonee YIOOHBIM sIB-
NAeTCs aHAIM3 KOPOTKMX amruuduumpyembix ¢par-
MEHTOB (YMEHbILAETCSI MTPOLOJLKUTETbHOCTD 3JEKTPO-
dopesa, yayyluaercsi pasjie/ieHHe COCeJHWX ajljiesib-
HbIX (pparMeHTOB).

Ha puc. 2 noxasaHbl perpe3eHTaTUBHbIC PE3yJibTa-
o1 THnuposanus TIA® JHK nokyca HUMCDA4.
MoJteKy/isipHble pa3Mepbl ¥ HOMEHKJIaTypHbie 0603Ha-
yenusi ayuteneit Jokyca HUMCD4 B ncrosib30BaHHOM
HAMJ CHCTEME MPUBEAEHBI B 2 BbLACNEHHbIX CTOJOLAX
B Tabn. 2.

B ta6.. 3 npeacraBiaeHo paclpeiejieHne reHoTHIoB
B MccienoBaHHoI Boibopke. TTpencrasieHbl TOIBKO Te
reHOTHUIIbI, A5 KOTOPBLIX YHUCIIO HﬂﬁJ'[}OIlEHHﬁ oT/IHYa-
710Ch OT HYJIEBBIX 3HA4YeHUi. Beero B MccnenoBaHHOM
BbiGOpKe BhiABIeHO 16 (36%) 13 45 BO3MOXHBIX pa3-
auuHblx redHotunos. [pu atom Gosee MOTOBUHBI Ha-
61101eHN T COCTABMIIM TOMbKO 3 reTepO3UIoTHbLIX FreHO-
tuna: 5—6, 5—10 u 6—10 ¢ yacroramu 23, 17 u 18%
COOTBETCTBEHHO.

QuaaeMble 3Ha4YeHMsl UTST KaXXI0ro reHoTUIa pac-
CUMTBIBAJIM € WCIIOJb30BAHWEM 3KCIIEPUMEHTAIbHO
MOJIYYEHHbBIX 3HAYEHMI aJUIeJIbHBIX 4acToT (tadn. 4),

6 M2 7 8 9

Ne annens

oo
— -
o=N

'
auo o

Puc. 2. DnekrpodoperpamMma aMnauduumuposatibix gparmentos JHK (6% wnenenarypupyowmit TTIAAT, okpaiwun-

patme cepeGpom). Peaynbtatet Tunuposanus [IA® THK nokyca HUMCDA4 s sbiGopku 13 9 yenoBeK, B KOTOPOMH

NpejcTaBAeHbl 5 a/UICIbHBIX BADMAHTOB, B TOM YHCIE PEAKHil BApHAHT 8 (mokasaH cTpenkoit). M1 — mapkep mone-

KynsapHbix Mace pBR322/Mspl; M2 — annenbuux‘«; M6ﬂpKCp nokyca HUMCD4, conepxaliuit annenbHble (pparMeHTbl
5685105 BE 2.
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. Ta6auua 3 Tabnuua 5
Pacapenencuve resotunos soxyca HUMCD4 3 mccaenosanuoi 3Ha9cHEN OCHOBHBIX NONMYNMMIHOHHBIX XapAKTEPHCTHK BOKYCA
merbopxe HUMCD4 3 mccaenosanuoll smbopke
Yucao é.ny"qacar YacToTa OueHouHBt NapaMeTp YucneHHoS 3HAUCHUE
Tenotun e - —
Habmonaemoe | oxugaeMoe |HabmionacMas | OXKWEaeMas O61eM BHIGOPKH 407
BHIMBICHHHES a/UIEIH 4—12
4-10 ; Sg o?gg g’og; Hab6nonaeMas reTepO3IRIoTHOCTD 0,673
5"2 3 g’ ) 1 OxwuaacMas reTepo3UroTHOCTh 0,688 £ 0,006
- 94 102 0’ 31 8%89 BeposTHocTh cydaitHoro cosnanenns (MP) 0,156
5—7 g 1 0’%2 0’ 002 JuckpuMuurpyolisil morenmman (PD) 0,844
5-9 71 71 ’ 2 ’ 7§ MoteHuunan uckmnodeuus (PE) 0,388
g_i? é ; 8’(1) l;’ g’ (l) )1 Yepenuennuit uHaexc otuosctsa (PI) 1,53
- ’ ’ C 0,63
S_12 1 2 0,002 0,005 Huaekc noaumopdusma (PIC) X
6—6 53 51 0,130 0,126
6—7 0 1 0,000 0,002 LIECTBOBAHME KOTOPOTO Ha CErOfHSLIHHNA AeHb HE
68 1 0 0,002 0,001 MOXTBEPXAAETCS HU B ofHoi padore. Takke HeecTe-
g_?o 7(3) 7; g"l)gg g’?% CTBEHHO BBICOKO# (46%) oka3aiach 4acTora ajutens 5
6—11 13 9 0,032 0,021 (B 0603HaYCHUH aTOPOB — AJUIEND 7).
6—12 2 2 0,005 0,005 3HayeHUsT OCHOBHBIX MOMYASHMOHHBIX XapaKTEpH-
10—10 25 25 0,061 0,062 ctux Joxyca HUMCD4 B uccrenoBaHHO# BbIiOopKe
- npuseneHbl B Tabn. 5. KojsndecTBeHHas OLIEHKA CTe-

HCXOS U3 NPELTOXEHUS O TOM, YTO HCCHENOBAHHAS
BeIGOpKa yaosneTBopseT ycosuio PXB. JleitctauTens-
HO, TIO pe3y/IbTaTaM MPOBENCHHDBIX TECTOB, HabMoNaB-
eecsi pacnpeneneHye renotunos yoxyca HUMCD4
B UCCNIeNOBAHHOI BHIOOpKE He oTKIoHsu1och oT PXB
(p > 0,49, TouHbiil TeCcT). B LeOM ClexyeT OTMETHTD,
4TO JUTS 3TOrO MApKepa Ha GOJIBIIOM HONYISLMOHHOM
MaTepHale II0KA3aHO OTCYTCTBHE OTKIOHEHHH OT
PXB.

Bcero B mccnegoBaHHOU BHIGOPKE BHIsSIRJIEHO 9 ai-
neneit. HanGosee yacThIMU OKa3anuch anieinu 5, 6 u
10, Torma xak Ha IOMIO OCTaNbHBIX 6 annenedt npu-
putock Beero 4,5% HabmoneHuit. Pacripeaeneque an-
feneil B HeNOM SIBTSJIOCHh BECbMa CXOAHBIM € aHaro-
TUYHBIMM JaHHBIMU IS OPYTHX €BPONECOUAHBIX NOMY-
nsuKit (oM. HanipuMep, [27]). HoBele, T. €. He onTMcaH-
Hbl€ paHee aUieTM He O6HapyXeHbl, HO CIEAYET OTME-
TUTh €JMHUYHOE HabmomeHHe BecbMa DPEAKOT0 JUIA
BCEX M3YUEHHBIX paHee NOMy/sLui aens 4.

B nopsnxe obcyXaeHUS OTMETUM, 4To paHee [11]
6binu onpeneieHsl yactotel aieneit HUMCD4 B ro-
ponckux monynsuusx Mocksel 4 Tomcka. OaHako B
310l paboTe mnpHBeAeHA oLIMGOYHAs HOMEHKIIATYpa
anneneit (cM. Tabn. 1). Jaxe ¢ y4eTOM KOPPEKTHPOBKH
HYMEpallMH pe3yJbTaThl aBTOPOB BHITTIAAAT 10 MEHb-
nreit Mepe cniopHbeIMH. Hanpumep, MMH 6bUT BHISIBICH
anens 2 (B 0603HaYeHUH aBTOPOB — ajutelb 4), cy-

TabGanua 4
Pacnpenencrne anneici soKyca HUMCD4 » mccreoBanyoil
suiGopke
’E;b qHC:TIO HaﬁJﬂOIICHHﬁ Yacrota anaenn
4 1 " 0,001
5 286 0,351
6 289 0,355
7 2 0,002
8 1 0,001
9 2 0,002
10 203 0,249
11 24 0,029
12 : 6 0,007

MEeHH Pa3iMyYNii 4acTOTHOTO pacnpelcaeHUs ajutened
B AaHHOM BHIOOpKE MO CPaBHEHHUIO C APYTMMH IIOMYy-
JISUHAMU He SABJSUIACH TIPEIMETOM HACTOSAIIErO HCCHe-
JoBaHWA. DTa paboTa HAMHM MPOBOJUTCSH, M HaHHBIE
6yIyT onyGAMKOBAHBI OTACAbHO. TeM He MeHee yxe
ceflyac Ha OCHOBaHMM TIONYUEHHBIX MoKa3arenei
MOXHO OTMETHTb, YTO 3HAYEHUS OCHOBHHIX MNOMYJs-
uMoHHBIX mapaMetpos Jokyca HUMCD4 mna uccne-
JOBAaHHOM BHIOOPDKHM OKA3aJIMCh CXONHBIMM C aHajio-
FMYHBIMH JaHHBIMH [UTS HEKOTOPBIX JIPYTHX €BPOIIEO-
HnoB. B 1ieioM cpaBHUTENbHBIA aHAU3 MOKA3bIBAET,
Y70 3TOT MapKep SIBAfeTCs CylUecTBEeHHO Gojiee MH-
dopMaTHUBHBIM IS MONYNALUKIA HErpoB U apabos, To-
rIa Kak Ut MOHTOJIOWAOB (ATIOHIEB U KUTAHIIEB) ero
HHPOPMATUBHOCTD ropaszio Gonee Hu3kas. Uudopma-
tusHocTb HUMCD4 111 pyccKMX CpaBHHMA C TaKo-
BOI MOJIEKYISpHO-TeHeTHYeCKMX MapkepoB LPL u
D5S818 [30, 31], Ho B pa3HOH CTeNEHM yCTyMaeT Ta-
KHM HHIMBHAYATM3NPYIOUIMM cucTeMaM, kak THOI,
vWA, D3S1358, FGA, D8S1179, D21S11, D18S51,
D13S317, D7S820. Cxonnnle pannsie o HUMCD4 8
CPaBHEHHWU C JPYTHMH MHKPOCATEILIMTAMU TIONY4YEHbI
IUISE MHOTHX €BPONEHCKUX monynsiumii [28, 32—34].

Bo Bcex McciefJOBaHHBIX Cy4assx ceMeiHOro aHa-
nH3a (6onee 300 Meiio308) MyTaHTHBIE aJIJIEIM HE BbI-
SIBJIEHBL. DTO coriacyercs ¢ JaHHLIMM JIpYTUX aBTO-
poB, ceumeTenbcTByionx, yto HUMCD4 Hapsany c
takuMu Mapkepamu, Kak FES, F13B u THO1, xapak-
TEpU3yeTCd PEOKOCThIO MyTalMid M BBICOKOH CTa-
6WIBHOCTHIO YYacTKa C TAHAEMHBIMH [MOBTOPAMH
[21]. B10 ellle pa3 mMoATBEPXKAAET UEHHOCTh JAHHOIO
MoAMMOpHOro XpoMOCOMHOTO MapKepa Kak MoJje-
KYJISIPHO-TEHETHYECKOMN HHAMBUAYATUIUPYIOLLEH
CHCTEMBL.

YTouHeHHast HOMEHKJIATypa ajieleil U yCTaHOB-
JIEHHBbIE B HAcTOsiliell paboTe XapaKTEPHUCTHKH -
JIEJIBHOTO MOJMMOpP(U3MAa NMEHTAHYKIEOTHIHOTO TaH-
nemHoro nosropa HUMCDA4 s BiGopKH HaceneHUs
Poccum MoryT GbITh HCIIONB30BAaHb! B KayecTse pede-
PEHTHBIX NapaMeTpoB MpU UHTEPIpPETALMH pe3yJibTa-~
TOB MOJEKYIAPHO-TEHETHIECKNX HIEHTH(PUKATTHOH-
HBIX 3KCIIEPTH3 W MCCCAOBAHHUI K co3naHuu 6a3 naH-
HbIX.
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