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FEHETUYECKAATETEPOTEHHOCTb 1 OEHOTUNMUYECKAA NHAUBUAYAJIbHOCTD
B YENOBEYECKOM nonynauuu (COOBLUEHME 1)

Mati6opoda A.A.
(MpxyTckmit rocylapCTBEHHBIV MEeIMIIMHCKUI YHUBEpCUTeT, VIpKyTCk, Poccus)

Pestome. [eHeTIYeCKM JIIONY Pas/IMYAIOTCA a/UIS/IAMY BULOCIICII(UYECKIX TeHOB B IIOMY/LALMN. [TITaBHBIM MCTOYHIIKOM
FeHETIIeCKOI TeTePOreHHOCTH SIB/IsIeTCs KOMOMHATHBHAS M3MEHUMBOCTD, KOTOPAs CO3MAeT B IOIY/IALNY (paHTacTIde-
CKoe pasHoOOpasye BO3MOXKHBIX KOMOVMHALWIT ajl/ienelf, Onpefesss Mpy 3TOM HepCOHANTbHYI0 MHAUBUYaNbHOCTD. JlIonu
He OT/IMYAITCA [0 KaueCTBEHHBIM XapaKTePUCTIKAM, IO OT/IMYAITCA APYT OT APYra Mepoil ONHMX I TeX >Ke IIPM3HAKOB
(kagecTB) M BapMaHTaMM MX KOMOMHaumii. [1o/10Bble pasinyys ABIA0TCA 6a30BOI GyHIAMEHTAIbHONM XapaKTepHUCTUKOI
YeNOBEYECKOI TTOMY/IALNNY, COXPAHAIOTCA B MOMY/IALMN B OTHOIIEHUM OffMH K OTHOMY, IPOAB/IAIOT T€HETUIECKYIO 3aBU-
CMMOCTD OT OJfHOJI ITapbl TE€TEPOXPOMOCOM, KOTOPBIe BCeIfla KOMOMHMPYIOTCA B TOMO- W/IM B TeTEPO3UTOTHOE COCTOSTHME.
JlBe ayTOCOMBI JAI0T TPY BapMaHTA TeHOTHUIIOB, 2 COOTHOLIEHME TOMO- U T€TE€PO3UTOT B IOMY/IALMY ITOFYMHACTCS 3aKOHY
Xapau-BeitH6epra, COOTHOIIIEHNE TOMO- ¥ TeTePO3UTOT He COOTBETCTBYeT paBeHCTBY 1:1. KoMOuHa1um ay TOCOMHBIX are-
7€l B TOMO- ¥ TeTEPO3UIOTHOE COCTOsAHNME KOHTPOIUPYETCs B IOIMY/IALIMI YaCTOTOI PacIpe/ie/ieHs I10 N0y, B Pe3y/IbTare
B IIOTOMCTBE IIPOSIBJLAIOTCS BAPUAHTBI PABHOBEPOATHOIO ¥ HEPAaBHOTO HaC/IeOBaHNA IIpU3HaKa 1wy 6onesHn. Yucno Ba-
PMAHTOB HEPABHOTO HAC/IEOBAHNA YCUIMBAETCA CTENIEHDIO IEHETPAHTHOCTY F€HOB, ITOJIOBBIMY PasIMIMAMMY IIC/IA Jiefle-
HIIT K/IETOK 3apOJBILIEBOTO Iy TH, 0COOEHHOCTIMI MaTEPMHCKOTO HacmefoBanmsa MutoxouapuansHoit JHK u, BeposiTHO,
1Ie/IbIM PALOM HOKa HETIOHATHBIX IIPUYNH. Bo BTopoM coobleHun mpepnonaraeTcst 06CyanTb BapHaHThI CXONCTBA 1 Pas-
TUYMIT OMOTOTMYECKUX 1 IICUXOMI3MOMOTNIECKIX YePT TUYHOCTY MYXKUMH ¥ JKeHIIMH.

KiroueBble c1oBa: reHeTH4eCKasi TeTEPOreHHOCTD; PeHOTUIYeCKas MHANBIYaIbHOCTb; TeHeTUYEeCKIIT IPU3HAK, Ba-
PMAHT NMpU3HAKa; YeNOBEeYeCKas IONY/IALNA; MyTalMU KI€TOK 3aPOAIBIIIEBOTO Iy TH; MyTallMM COMAaTHYECKMX KTIETOK, 110-
TIOBBIE PA3NINYNA.

GENETIC HETEROGENEITY AND PHENOTYPIC INDIVIDUALITY IN THE HUMAN POPULATION (MESSAGE 1)

Mayboroda A.A.
(Irkutsk State Medical University, Irkutsk, Russia)

Summary. Genetically, humans differ in the alleles of species-specific genes. The main source of genetic heterogeneity
is combinational variability, which creates a fantastic variety of possible combinations of alleles while maintaining personal
individuality. People do not differ in quality characteristics, people differ from each other in the variants of the same qualities
and variants of their combinations. Gender differences are the basic fundamental characteristic of the human population, are
preserved in a one-to-one relationship, display a genetic dependence on one pair of heterochromosomes, which are always
combined in a homo-or heterozygous state. Two autosomes give three variants of genotypes, and the ratio of homo-and
heterozygotes in the population obeys Hardy-Weinberg’s law, the ratio of homo-and heterozygotes does not correspond to a
1: 1 equality. Combinations of autosomal alleles in the homozygous and heterozygous state are controlled in the population
by the frequency of distribution across the sex, as a result, variants of equally probable and unequal inheritance of the trait or
disease appear in the progeny. The number of variants of unequal inheritance is enhanced by the degree of gene penetrance,
sexual differences in the number of germ-line cell divisions, the characteristics of maternal inheritance of mitochondrial
DNA, and probably a number of reasons that are not yet clear. In the second report, it is intended to discuss the reasons for
the similarities anc?, differences in the psycho-physiological personality traits of men and women.

Key words: genetic heterogeneity; phenotypic personality; human population; germ cell mutations; somatic cell
mutations, sex differences.

CoBpeMeHHOe 61oyIoriyeckoe 3HaHMe MO3BOMACT Cle-
TIaTh OJJHO3HAYHOE 3aK/II0YeHNe O TOM, YTO PaBEHCTBO JII0-
meit aTo Mud, a TarKe cHOPMYIMPOBATh Mepy 4YeloBeve-
CKUX pasiIMdnii ¥ NX FeHeTUIECKYI0 MPefloTIpeIe/IeHHOCTD.

Bce mpepcTaBuTeMM pofia YMIOBEYECKOTO MMEIOT CXOf-
HBIIl TeHeTHYecKMit MaTepuan. ToBops A3bIKOM T'€HETUKI,
y xaxjoro Homo sapiens B coMaTM4YeCKUX KJIeTKax cofiep-
SKNTCS 46 XpoMocoM, T.e. 46 monexyn IHK. B cBoro ouepenp
46 monexyn [THK copepsxat okoso 25 000 Bugocenuduye-
CKUX reHoB. TeHeTHYecKN MIOAM PasIUIATCA a/UIeAMU
BUAOCHEIIPUIECKUX TeHOB.

ITaBHBIM MICTOYHMKOM TeHeTHYEeCKOIl reTepOreHHOCTHI
JIofIelt IpU3HaHa KOMOVHATHBHAA U3MEHYNMBOCTD, KOTOpast
AB/IACTCA Pe3yIbTaTOM HOBOTO COYETAHNA HOPMATbHBIX
ajulesiell B TeHOTHIIe, KaK C/IeACTBME TpeX OMOIOrMuecKux
COOBITHIL: 1. peKOMOMHALIMI XPOMOCOM B IIpoLiecce Kpoc-
CUHTOBEpa; 2. He3aBMCUMMOTO PACXOXJEHUA XPOMOCOM B
Melo3e 1 3. C/Iy4aliHOro MX COYeTaHus Py OIJIO0TBOpe-
HuM. B 4aCTHOCTM MOZCYMTAHO YMC/IO BAPMAHTOB raMeT B
YeI0BeYeCKOI MOIY/IAINI B 3aBUCUMOCTY OT COCTOSHIA ee

reTepo3uroTHocTH. COITacHO pacyeTaM, eClnu MCXOAUTD U3
komyectBa 25 000 reHOB B TeHOMe 4YejIOBeKa, TO MOTEeHIM -
ajpHas KOMOMHATVMBHAsI M3MEHYMBOCTDb 110 I€TEPO3UTOT-
HOCTM COCTABUT BeNMYMHY OKOMO 10° pasjmuHbIX TUIIOB
raMeT. ABTODBI [ CPAaBHEHUS JJAlOT YMC/IO HPOTOHOB U
MHTPOHOB BO BcenenHoit, kotopoe cocrasisiet 1076 [1,9].
Y110 BO3SMOYXKHBIX BAPMAHTOB T€HOTUIIOB 3aMETHO BO3-
pacTaeT B CBS3M C HA/INYNEM B 4eIOBEYECKOI MOMY/IALUN
MHO>XeCTBEHHbIX ajiefnieil. DyHKIMOHATbHO T'eH COCTOUT 13
1BYyX ameneit. OfUH anyenb OPraHU3M MTOTydaeT ¢ TaMeTo
OTIIa, APYTOII ¢ rameTol Marepu. Kaxkzast 0oco6b MOXeT co-
IepiKaTb B CBOeM FeHOTHIIe iBa (HO He 6ojee) ayierst OfHO-
ro reHa. OgHaKo B 4e/lI0BeYECKOI MOMY/ALUN CYLIEeCTBYeT
6ortee IBYX aJlIeNIelt Le/I0ro pAAfia Ye/I0BeYeCKMX IPI3HAKOB.
Oy anmeny Co3fanT B MONYIAUN CEPUI0 MHOXKECTBEH-
HBIX ajUlefief, MEeXIY KOTOPBIMJ COXPAHSAIOTCS SIBJIEHUSA
TOMMHUPOBaHMA U KOfloMuHMpOBaHUA. O4eBUHO, YTO C
yBe/IM4eHyeM 4nc/a ajiesiefl B MOMyIALUU IIPOTPeCcCUBHO
YBE/IMUYMBALTCS YNMC/IO BAPUAHTOB (DEHOTUINYECKOTO MIPO-
ABJIeHMA NpU3HaKa. Ecin B yesioBedecKoll monyasannum ume-
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eTcs JiBa ayterst [[IoMuHaHTHBIA (A) 1 perieccuBHblit (a)], TO
YMCIO BapUaHTOB reHOTUIOB Oymer Tpu (AA, Aa, aa). Tpu
atens (A, a, a) CO3JAOT B NONY/IALUNY LIECTh BAPUAHTOB
IeHOTUIIOB, A YeThIpe a/Uleis JecsTh BapnaHToB. OTKpbITHE
m1aBHOro Komiiekca rucrocopmectumoctu (IKI'C) mpope-
MOHCTPHPOBAJIO Ha/IM4ye IPOMaTHOTO KOMNYeCTBA ajIesieit
B s1oKycax 'KI'C u xak ciefcTBre nX KOMOMHALMI HA/I4due
MIJUIMAPAHBIX KOMOMHAIIT TeHOTUIIOB.

Hamryre B momyssiiyy MHOXKeCTBEHHDIX aJlyIesIell OffHO-
IO JIOKyCa Ha3bIBA€TCsl TEHETHMYECKUM IOTNMOP(U3MOM.
Ecrnu antenyt ogHOTO JIOKyca OT/IMYAI0TCS OffHIM HYKJIEOTH -
JIOM, TO TaKO€ pa3/nyrie Ha3bIBAeTCsI OFHOHYK/IEOTUTHBIM
nonumopdusmom (OHII). OHII - 1o erte opmH u3 1CTOY-
HMKOB BapMalMil MeXHY JIOfbMM, KOTOPBI IPUJAET UM
YHUKa/IbHYIO MHAVBUAYATbHOCTD. [TonMMoppuaM Kak cyM-
Ma BapMaHTOB MHAMBNIYAIbHON M3MEHYNBOCTY SB/IACTCS
HOCTOSHUEM IOMY/IALMK (He TONbKO 4elI0BEYeCKoil), ove-
BIUJIHO, YTO Y OTZE/IbHOIT 0COOM MOYKET IPOSIBUTHCS TOIBKO
OAVMH 13 BapMaHTOB MOMMMOP(PM3MOB. Kax/plil yenoBex
yHukaneH no Hab6opy OHII. BGomee 93% reHoB comepskar
OHII, a opus monuMopHLIIL HYK/IEOTH T, 0OHAPY>KUBACTCS
Ha npotrskeHuu 1 330 0CHOBaHMIT Y€I0BE€YECKOrO reHOMA.
He TpynHO HOACYUTATD, YTO T€HOM CPEHECTaTHCTIIeCKO-
IO YeJI0BeKa CoflepsKuT nopsaaka 2,5 maa. OHIL.

Taxum obpasom, Kaxblit Homo sapiens uMeeT MHAVBMU-
Iya/lbHble, HeCOBIIA/JAIONINE C IPYIVMMY TIOAbMU KOMOHA-
LM ajUlefieit, 06pasyromux reupl. ONMHAKOBBIX JIIOfEN II0
KOMOMHALIMAM ajUIeneil BUAOCTIennUIeCcKUX reHOB He Cy-
IIeCTBYeT, KpOMe MOHOSUTIOTHBIX 6/M3He10B. Tonbko 61m3-
Helbl 113 OJHOTIO OIUIOLOTBOPEHHOIO siilja UMEIOT TOXJ[e-
CTBEHHBbIE aJIIENIN B T€HaX.

Tenpl KopupyioT ¢opMupoBanme (HeHOTUINYECKIX
[IPU3HAKOB (Ka4eCTB): TUIIbI KOHCTUTYLMHU, (U3NIECKIE 1
(usuonornyeckne ocobeHHoctu (pocrt, BT KOXI, Macca
TeJIa, MBIIIEYHBI TOHYC, TPYILIbI KPOBMU I T. Ji.); MHTE//IEK-
TyaJIbHbIe CIIOCOOHOCTH (THII MBIIIEHN s, OBICTPOTA U TITy-
OJIHA ITIOHMMAHUA, IAMATD U T.J,.).

OueHb BaXXHO MOAYEPKHY Th, YTO JIFOAU He Pa3InyaioTcs
[0 KayeCTBEHHBIM XapaKTepucTukaM. Bce demoBeueckoe
pasHOOOpase MOCTPOEHO HA PA3MUMINAX MePbI OXHO-
TO U TOTO )K€ KavyecCTBa, T.e. HA BapMAHTaX OFHUX U TeX
JKe NPU3HAKOB M MOCIERYIOIINX CTyYaifHbIX KOMOVMHa-
IMSIX VX MHOXKeCTBa. 3/1eCh KaueCTBO BBICTYINAET B PO
(beHOTMIINYECKOTO TIPU3HAKA, IIO KOTOPHIM, CO BpeMeH .
Menpena, normmaercsa Mopdonormdeckas, OMOXMMIYe-
CKasi WIN JIpyrasi XapaKTepUCTUKA, KOTOPYI0 MOXKHO yBH-
IeTh WV BBISIBUTH TabopaTopHbIMK MeTomamu. IIpm3Hak
aJIbTepPHATHBEH, B IOMY/IAIMU MOXKET MMETb MHOTO Bapu-
AHTOB, HO Y€TOBEK MOKET OBITh HOCHTETEM TOMTHKO OTHO-
ro BapuaHTa npusHaka. K nprumepy, npusHak — 1Bert I171a3,
y 4deoBeKa MOTYT OBITH cepble My Kapue rmasa. [IpusHak
- rpymma kposu 1o cucreme ABO, y yestoBeka MOXeT ObITh
mnu niepsas (0), wnn Bropas (A), Tpetbs (B) nim derBep-
tas (AB) rpynma xposu. He cymecTByeT Hu ogHOrO mpn-
3HAKa, IIPUCYLIETO OXHOMY YEIOBEKY M OTCYTCTBYIOLIETO
y apyroro u Hao60poT. JIIofyu OTIMYAITCA PYT OT Apyra
BapMAaHTaMM OJHINX ¥ TeX >Ke MPU3HAKOB (BapMaHT IIpu-
3HaKa BBICTYIIaeT B POJ/IM MepBI IIPM3HAKA) ¥ BapUMaHTaMu
UX TeHOTUIIMYECKMX KOMOMHAImi1 (coueTanmin).

HayuHble goka3aTenbCTBa ponu «Mepsl MPU3HAKa» KaK
BapuaHTa MapKepa abCOMIOTHOI MHAMBULYATIBHOCTH Y€JI0-
BeKa 06cyxpamich Hamu paHee [12]. B wactHOCTHM OmycaHo
60JIbILIOE KOMMYECTBO aJljIe/IbHBIX KOMOMHALMII B reHax,
OTBETCTBEHHBIX 32 MeTabO/MN3M JIEKAPCTB, U3BECTHO Oortee
1 300 anneneit B I0Kyce, OTBETCTBEHHOM 32 MYKOBUCLIUJO3,
BbISIBIEHO O071ee 70 BAPMAHTOB HEJOCTATOYHOCTH TITIOKO30-
6-docdar-gernpporenassr  (F6PJ]), mokasaH MOMUMOP-
¢dusm umroxpomon P450. Opnako OnmecTsiieil Hay4HON
WITIOCTpaLeil abCOMOTHOI MHANBNALYATbHOCTI Ka>KIOTO
Yye/loBeKa SBWINCh Pe3y/IbTaThl MHOTOJIETHUX Pa3paboToK
npo6inem ¢ TKI'C.

JlaBHO 6BUIO M3BECTHO, YTO TPAHCIUIAHTAIMS Opra-
HOB ) TKaHell OT OHOIO MHAMBUMA HPYIOMY 3aKaH4YIBa-
eTcsl OTTOp)KeHMeM. TOMbKO TpM IHepecanKe KOXII MeXAY
MOHO3UTOTHBIMI O/IM3HEI[AMI OTTOPXKEHWsS He IIPOMCXO-

IOUT. YCTAaHOBJIEHO, YTO OPTaHM3M pelUIMMeHTa OTTOpraeT
TPaHCIIAHTAT OT JIOHOPa, KOTZla Y JOHOpa eCTh aHTHIeH,
OTCYTCTBYIOIIMIL y penyinyenTa. VIHnuBuiyanbHas Bepu-
¢buKamya aHTUreHOB IpuBerna K oTkpbiTnio IKI'C.

I'KI'C mpepictaBieH 6ekaMy aHTUTeHaMU, IPUCY TCTBY-
IOLIYMM Ha MTOBEPXHOCTHU BCEX AMEPHBIX KIETOK YelloBeKa.
CuHTe3 911X 6EIKOB OCYILIECTBIACTCS TeHaMM, PacIoso-
JKEHHBIMM B YeTBIpeX JIOKYCaxX ¥ 3aHMMAIOLIVMK He6OIb-
LIOJ CerMEeHT 11eCTOl XpoMocoMbl. KonmmyecTBo asnnenei B
nokycax A, C, B u D ncuncnserca nudpamm nopsApka 107,
IIpM 3TOM Pa3jINyaroT reHbl Kinacca I u II u cooTBeTcTBEHHO
crHTe3upyeMble mm 6enku Kimacca I u 6emku kmacca I1.

benku xmacca I ABIAIOTCA TPaHCIIAHTALMOHHBIMY aH-
TUTEHAaMU U Y3HAIOTCA KaK Uy>KepOfIHbIe TIPU OTTOPKEHNI
TPaHCIVIAHTAHTa 10 YHUKATbHOMY COCTOSHMIO aHTWUTEHA.
benkn knmacca I uMer0T IMMKONPOTEMHOBYIO MPUPOLY, ac-
COIMMPOBAHBI C 6EMKOM [, ~MUKPOIIOOYIMHOM, KOTOPbIi
KOZMPYeTCs TEHOM, HAXO[AIIMMCS B JIPYTOJI XPOMOCOME.
JIoKychl, KOMpYyIole TIMKOIPOTeNHBI Knacca I, Hanbo-
jlee TIOIMMOP(QHBI 113 BCEX M3BECTHDIX Y M/IEKOIMTAIOIVX.
Kaxxpapiit otfenbHblit Homo sapiens HacnefgyeT MO OfHO-
my amnento okyca I'KT'C oT KaXjoro ux pogutesneit u mo
OFTHOMY aJITeNIo IOKyca 3,~MUKPOTI06y/IHa, IO3TOMY BCe
coMaTmyecKye KIeTKI KaX/[0To YeloBeKa NMEI0T OfjH, HO
O4YeHb MHAMBMJYaIbHbIN aHTUTEH.

Kpome renetndeckoro momumopdusma, 06ecnedeHHOro
KO/IMYECTBOM ajUle/iell B IIOMY/IALMY, TeHeTIdecKas VHM-
BUJIyaZIbHOCTD TIO II/IOMY PSIly NPU3HAKOB KOAMPYETCs He
OlHVMM reHoM (Iapa ajieneit), a AByMs (deTbIpe ajUienst) U
6ojtee reHaMy, PacIONOXEHHBIMM B OJHOI M/IM B Pa3HBIX
xpoMocomax. PeHOTummYeckoe pasHoobpasye MOTOMKOB,
B pesy/bTaTe KOMOMHATUBHOI M3MEHYMBOCTHU, OyAeT IIpo-
HOPLIMOHAIbHO YUCITY ajijiefiel TeHOB, YYacTBYIOIUX B TeHe-
THYECKOM ITPOrpaMMupoBanyy. Harmagaeiv npyMepoM Mo-
JKeT CITYKITD ITPAaBUJIO HACTIEIOBAHIIA IIBeTa KOXXY Y TTOTOM-
KOB OT Opaka MeTucoB. lIBeT ko>ku (IIpM3HAK) KOAMPYETCs
IBYMs TeHaM¥ (IeThbIpe a/Ieisl), PacIioNOKEHHBIMM B OJJHOM
XpOMOCOMe, HO B Pa3HbBIX JIOKycaX. Takue ajieny IpuHATO
0603HaYaTh OIHOIL I TOII JKe TATUHCKOU OYKBOJ C yKa3aHMU-
eM JIOKYCa, /LA PasHbIX Hap. TeMHBIN I[BeT IpPOBIAET JO-
MIHAHTHbBIE CBOJICTBA, a CBETIIbIN — pellecCuBHbIE. [eHOTHIIbI
YEPHOKOXKMX MPEeJCTaB/IeHbl JOMMHAHTHBIMU aJlIeNIAMMU
SSSS, a 6€/IOKOXKIUX PEeLieCCYBHBIMM AJUIETSIMMU $,5,5,8,.
ﬁepBoe MIOKOJIEHE OT Opaka 6eOKoXKelt 11 YePHOKOXKeN 0CO-
6u 6yzeT OFHOTHUIIHO, A II0 CIJIE TIPOSIB/IEHNS IIPOMEXKYTOY-
HBIM MEXXJY UCXOIHBIMIU POIUTEIbCKIMY POPMaMIL U IMETh
renotun S s S s,. Takne 0co6m HasbiBaOTCA My/aThl. Ecmm B
Opak BCTYIAIOT MY/ATBL, TO Y MX IOTOMCTBA HaOIIOfaeTCA
6o7bIiast NI3MEHUMBOCTb, I/Ie 113 BO3MOXKHBIX IIeCTHAIIIATI
BapUAHTOB JIeTell 0 MPM3HAKY IBeTa KOXKM, OiyH Oyner
OeTIOKOKNM, OMH YEPHOKOXMM, a UeTBIPHAALATh VIMETb
IIPOMEXYTOYHBII 11BeT. CTeneHb OKPACKM POMEXYTOYHBIX
BapUAHTOB 3aBUCHUT OT JO3bI IOMIHAHTHBIX T€HOB.

Takum 06pa3oM, reHeTHYeCKasA MHANUBUAYAIbHOCTD Ye-
JI0BeKa OIpefienAeTCs HaamdueM BapiaHTOB 25 THICAY Map
aJUIeTieyl B ero TeHOTHIIE, II09TOMY MMeeT (PaHTaCTIYeCKoe
pasHOOOpasye Mo KOMMIECTBY BO3MOXKHBIX KOMOMHALIMIT I
HACTO/IbKO MH/IVBUYa/IbHA, YTO HE CYIeCTBYEeT /IBYX JII0-
Zell, OOVHAKOBBIX II0 BO3MOXXHBIM KOMOMHAIIVIAM BCeX aJl-
Jie7ieli TeHOTUIIA.

B To ke BpeMs pasHOOOpasHble KOMOMHALIMY ajlIeTieN
TeHOTUIIOB KOAUPYIOT «BapUaHTBI» OHMX U TeX Xe (eHo-
TUIINYECKMX IPU3HAKOB: BAPMAHTBI POCTA, IIBETa KOXI, Ba-
PMAHTBI TPYIIIBI KPOBY, BAPMAHTHI AaHTUTE€HOB, BapUMAaHTLI
obObeMa [aMATYU WV CKOPOCTYU MbILIUICHVS, BAPUAHTHI Me-
tabommsma u T.h. OFHAKO [IA YeTOBEeYeCKON MO/,
C YY4€TOM ee JIBYTIONIOCTH, CYIeCTBYeT OfIHO KayeCTBEHHOe
pasnn4ye, KOTOpoe ABIAETCA HPOLYKTOM TIeHeTUYecKOoro
TIPOTrPaMMIPOBAHUA.

TeHeTnyecKIe pasmuana MeXJY IOTaMV OYeBVHEI, 113
23 map xpomMocoM 22 mapbl OIVMHAKOBBI Y 000X IIO/IOB, a
B JIBafillaTb TpeTbeil Mape pas3aMyaroTcs TONbKO Ha OFHY
XpOMOCOMY, KOTOpasi B KEHCKOM KapMOTHUIIe IIPe/iCTaBIeHa
X-XpOMOCOMOIf, @ B MY>KCKOM Y-XpOMOCOMOIL. DTU pas/in-
YN TeHeTUIECKON IPOTPAMMBI OTIPEJeNIAI0T MPOABICHNUE



y HOZIOBMHBI IIPEfCTaBUTENEll YeTOBEYeCKOil IOMy/IALNN
0c060r0 (PeHOTUIINYECKOTO MpU3HAKa. DTO KadeCTBEHHAs
0COOEHHOCTD, IIPUCYIIA TOTHKO ITPEICTaBUTE/IbHULIAM >KEeH-
CKOTO TT0J/1a — CIIOCOOHOCTH BHIHAIMBATD M POKATH [IETeIl.
Bce 310pOBbIe XKEHIIMHBI MOTYT POXKATh feTeil, HO He ONUH
MYy)K4lHa He 00/1ajfaeT Takoii Crroco6HOCThI0. My>K4rHa He
MOXKET PORUTD pebeHKa, HO SKeHIHA 6€3 MY)XUIHBI TOXe
He B COCTOSIHMY IIPOM3BECTH Ha CBET M/IA/IeHIIa.

OueBnHOE HEPABEHCTBO MPEICTABUTE/IEN OIOB OTHO-
CUTETBHO CIOCOGHOCTM K [ETOPOXKAEHUIO MIMeeT TeHEeTN-
yeckoe 060CHOBaHIE, TaK KaK (PEHOTUNIECKOe Pasnyne
ocobeit myxckoro (XY) n >xkenckoro (XX) mona gerepmu-
HYUPOBaHO reHeTndecku. OZHAKO IIPOCTOE CPAaBHEHUE MYK-
ckoro (22a-2+XY) u >xerckoro (22a-2+XX) KapMOTHUIIOB C
OYEBUAHOCTDIO WITIOCTPUPYET HMOJABIAIIEe COBIA/IEHIIE
reHeTydyeckoro Habopa mo ayrocomam. Ha camom perme
ABAfLATh ABe Mapbl ayTOCOM MACHTUYHBI Y 000MX IIOIOB.
9TO0 MOXKeT O3HA4YaTbh, YTO IIPU3HAKMU, KOHMpPYeMble ayTo-
coMaMy, OYIyT PaBHOBEPOATHO IIPOSBJIATHCA
Yy MYXXYMH M KEHIIMH, MOCKOJIBKY ayTOCOMBI
OIVHAKOBO PEKOMOVHUPYIOT ¥ IIOfBEPraloTcs
KPOCCHHIOBEPY ¥ 000X II0/IOB, @ B Pe3y/IbTare
C/IYYalfHOTO COYETAHMS TaMeT NP OIUIONOTBO-
peHny 06pa3yloT paBHOBEPOSITHbIE KOMOMHALIN
ayTOCOMHBIX ajUieneil. OQHAKO IIOTIOBbIE pasiiy-
9s IMCTIA, BPEMEHM M MeCTa JIeeHVs K/IETOK
3apOZBIIIEBOrO MYTH, Pa3HOe KOMNYECTBO TeHOB
B X 1 Y XpoMocoMax, HEpaBHOE COOTHOIEHNE:
[I0/1 — TOMO- M Te€T€PO3UTOTHOCTD IIPeAroara-
10T TeHeTHMYecKue U (PEeHOTUINYeCKIe BApMAHThI
MEX/Ty [O/IaMIL.

IIpy TakoM COBHAJEHMV M HEKOTOPBIX OT-
JIMYMSAX T€HEeTUIeCKOI IPOrpaMMbl ¥ 000MX T10-
JIOB CTIefiyeT OKM/IATh 3HAYMTENbHOIO CXOJCTBA
M eCTeCTBEHHBIX Pas3/Myuil B IPOsIBIeHUN O1O0-
JIOTMYIeCKNX, (PUSMOMIOTUYECKUX U ICUXITIECKIK
MY’KCKVX U YKEHCKUX 4€pPT TMIHOCTIL.

Pasmnmuna mexpay momamu. Ilonosbie pas-
Mm4nA ABNATCA 0a30Boil (yHIAMEHTaIbHON
XapaKTePUCTUKOI 4eT0BeYeCKOi IIOMy/IALUN.

[TonoBas CTPYKTypa 4eloBeYeCKOlt IOMyis-
LMV TeHeTNYEeCKH [IpefjonpefieneHa u, brmaronaps
pasInuysiM B HabOope II0JIOBBIX XPOMOCOM, MMe-
et paBHoe (1:1), mpexcKkasaHHOe ellle B Hadase
HIPOIIIOTO CTONETVsI COOTHOLIEHME IIOI0B TP
POXeHM:

100+]
95.99
90-94
85.89
80-84
75-79
70-74
65-69
60-64
55.59
50-54
45.49
40-44
35-39
30-34
25.29
20-24
15-19
10-14

5.9

0-4

10%

XX x XY
F1 XX, XX, XY, XY
2XX: 2XY
1:1
[Tpourio Gomee cra jeT, KOMMYECTBO JIKOfiEil YBeIu-
YMJIOCh TIOYTU HA HOPSZIOK, OJHAKO COOTHOLICHNE II0JIOB
0CTaeTcs IpefiCKa3aHo CTaHJaPTHBIM (puc. 1).
TeHeTMYeCKOE OTIpesieTIeH e [0/ IPOUCXOANT B MOMEHT,
KOIZIla TraMeThl C/IMBAlOTCs 1 obpasyercs urora. OpHAKO
npouecc fudQepeHPOBKY IIPM3HAKOB I0/1a IPONCXO-
AUT B SMOPUOHATIBHOM IIEPUOJIE MOJ; KOHTPOJIEM T€HOB U C
y4acTueM pasHbIX TOpMOHOB. O4eBUIHbIE Pas/INYMs IIPU-
3HAKOB ITI0JIa § MY)KYIH 1 >KEHIIVH XOPOIIO M3BECTHBI I He
TpeOyT MX jeranbHoro omcanud. ChopmMmpoBaHHbIE B
9IMOpyoreHe3e MY>XCKIe 1 KeHCKIe TTOTOBbIe XKeJle3bl CIIe-
L[Ma/IM3JPOBAHbl HAa IIPOM3BOACTBE PasHbIX raMeT M pas-
HBIX TOPMOHOB, YYaCTBYIOIIUX B PETy/IALUN IIPOM3BOLCTBA
MY>KCKUX M >KeHCKuX ramet. Kinetknu Jlelijura ceMeHHUKOB
IPOAYIMPYIOT AHPOTEH TECTOCTEPOH, KIETKM IPaHy/Ie3bl
ok yna AMYHNKA — 3CTPOTreH, a XeJITOe TeNO — SCTPOreH
u iporectepoH. OHaKO Y 000MX IIO/I0B POJIb ILeHTPATIbHO-
TO peryasaTopa B IIPOU3BOACTBE TaMeT UIPAIOT TUIOTAJIA-
Myc u runodus. [unoranamyc y 0601x II0IOB CeKpeTUpyeT
TOHAZOTPOINH-PIUINSIHT TOPMOH, KOTOPBI CTUMY/IUPYET
MepefiHIon om0 runodusa K CeKpeumu TFOHaJOTPONu-
HOB. [OHaZOTPOIIMHOB [iBa: (POJUIMKYIOCTUMYIUPYIOMINIL
ropmon (OCI) u motenHnsupympoumit ropmor (JII), oba
TOpPMOHA CEKPEeTUPYIOTCs IepefHent jomeil runodusa u B
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MY>KCKOM, ¥ B JKEHCKOM OpraHusmax. [oHaoTponmHbl B
MY>KCKOM OPraHM3Me CTUMYIMPYIOT CIIepMaTOT€He3 Vi BbI-
PabOTKY TeCTOCTepOHa, a B >KEHCKOM OpraHM3Me CTUMY/IN-
PYIOT pOCT HOIMKY/IOB ANYHYKA U CHHTE3 3CTPOreHa.
SCTPOTEHBI 1 aHIPOTE€HBI OTHOCATCA K IPYIIIIe CTEPON/-
HBIX TOPMOHOB, OT/INYUTEIBHOII 0COOEHHOCTBI0 KOTOPBIX
ABJIACTCA CIMOCOOHOCTh MPOHUKATH BHYTPUKICTOYHO ITy-
teM 1pocroit auddysnn. Eme ogHa 0co6eHHOCTD paboThI
CTepOUIOB COCTOUT B TOM, UTO PELeNTOPHI Jiid HUX pac-
[IO/IAraloTCs He Ha KJIeTOYHOI MeMOpaHe, a B UTOIIIA3Me.
Korza TecToCcTepOH MMM 3CTPOTEH CBA3BIBAIOT LJUTOIIA3-
MaTUYECKUI PELENTOp, MOCHAENHNI aKTUBUPYETCs, Iepe-
MemraeTcA B Axpo u y3uaeT B JHK «cBoro» HykneoTnmHyto
TII0CTIEf;0BATeNIbHOCTD B 9HXAHCEPe, KOTOPHIN 3aTeM aKTUBU-
PYeT IpOMOTOP ¥ 3KCIPECCHIO COOTBETCTBYIOLIMX T€HOB.
PenienToppl TecTocTepoHa M 3CTPOTEHOB MMEIOT CXO-
HYI0O OpraHusanuio u3 Tpex gomeHos: JIHK cpaspiBaromeit
1[eHTPaIbHO 4acTy (O4eHb KOHCEPBATUBHOI1), N-KOHIIEBOII

My>X4UHBI 0.0% 0.0% XKeHUWuHBbI

0.0% | 0.0%

0.1% I 0.1%
0.2% l 0.3%

0.4% [ o.6%
0.7% [ 0.o%
1.0% [ 1 1
La% [ 1 5%

3.1% 3.1%

3.3% 3.3%

4.1% 3.9%

4% 2% 0% 2% 4%

6%

6% 8% 10%

Mup (3emns) - 2015
Hacenenwue: 7,349,472,099

Puc. 1. Pacnpepienenne HaceieHus Mupa o mosy.

4acTH, YYacTBYIOLIEll B aKTUBALMYM LIEHTPA/bHOTO JOMEeHa
(oueHb BapuabdenbHoit), n C-KOHLIEBOII YacTy, KOTOpas CBA-
3bIBaeT TOPMOH I OTIpefiersieT ero crenuduanocTs [10].

PereniTopst TecTocTepoHa n acTporeHos y3HatoT B JJTHK
97IEMEHTHI OTBETA. DJIEMEHTDI OTBETA /I MY>KCKVX U JKeH-
CKIX TIOJIOBBIX TOPMOHOB OTIMYAIOTCA IO MOC/IENO0BATENb-
HOCTHM ¥ OpMeHTaluu HyKneotuos. [IpumMeuarenbHo, 4TO
1IOC/IE/IOBATEIbHOCTD M OpMEHTALUs HYK/IEOTUJOB I
PeLenTOPOB TIIOKOKOPTUKON/IOB, MMHEPATOKOPTUKON/IOB
U aHJPOT€HOB COBIA/IAET, HO OTMYAETCS /I PeLeNTOPOB
3CTPOreHOB. B YacTHOCTH [/ PEeLeNTOPOB ITIIOKOKOPTHU-
KOMJIOB, MMHEPA/IOKOPTUKOUIOB, AHAPOT€HOB 1 IIPOrecTe-
POHa CyIIecTBYeT CaiiT CBA3BIBAHMA, COCTOAIMUI U3 IBYX
IIOJIOBMHOK, KOTOPbIe MEIOT OOPAaTHYI0 OPVEHTALIO:

TGTTCT 0-4 nu AGAACA
ACAAGA TCTTGA,

JI1A PELENITOPOB SCTPOTEHOB CANT CBA3bIBAHNA MeeT IpA-

MYIO OPMEHTAIIMIO M OT/INYAETCS Ha IBe Tapbl HyKIeOTU/OB:
TGACCT 0-5nu TGACCT
ACTGGA ACTGGA.

PasnuuHoe fieficTBME€ aHJPOr€HOB U 9CTPOT€HOB KOH-
TPONMUPYETCs BBINIEONMCAHHBIM BHYTPUK/IETOYHBIM Me-
XaHJ3MOM, TOHKO Pa3NMYaomMMCs Y 0cobeil My>KCKOTo 1
JKEHCKOTo Mo/,
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Perymamus rameroreHesa y 060X IOTOB KapfAHAIbHO
pasmryaeTcs. [l My)CKOTro raMeTOreHe3a TUIIMYeH alfi-
KIMYeCKMII THII PETY/IATOPHOTO BbI/Ie/IeHN TOHATOTPOIN-
HOB, a JIIA SKEHCKOTO I'aMeTOreHe3a o0sg3aTe/ieH IIKImde-
CKWJi XapaKTep BbIeIeHN TOHATOTPOIMHOB, YTO HAXONUT
CBOE OTPaKeHMe B OBICTPOIT CMEHE YPOBHs TOPMOHOB 3a KO-
POTKMIT IIPOMEXYTOK BPeMEHU B TeYEHNN KaXKJIOT0 IIVIKIIA.

B My»CKOM OpraHm3Me CIIepMaTO30M/Ibl Pa3MHOYKAIOT-
cA B CeMEeHHMKaX Ha IPOTAKEHUM BCEro Ieproyia MoJoBOi
3peoCTU MY>XKCKOIl 0C06M, TO eCTh OT MOMEHTa II0JIOBOI
3PEIOCTH IO ITYyOOKOIT CTApOCTH. 32 BpeMsI IOJI0BOI SKU3HN
MY>X4YMHA OIpoAynupyeT okono 500 Muaimapios crepMaro-
3oupoB [3,6,15,17]. TeHerudeckass mporpaMMa MY>KCKOTO
raMeToreHesa M 0COOEHHOCTEN MyXCKoro (eHoTHIIA 06€-
CrleyeHa HeOONBIINM KOMMYECTBOM T'€HOB Y-XPOMOCOMBI
(oxomo 50-90 reHOoB).

B JKkeHCKOM OpraHmsMe OOTOHMM DPa3MHOXAIOTCA B
SAVMYHUKAX, IIPEMMYIIeCTBEHHO B IIpoljecce aMOproreHesa.
Ooronun 06pasyioT 0OLUTHI IlepBoro nopsapka (0-I), koro-
pble OCTAIOTCA B AMYHVKE 0 OBYIANMNU. 0-1 OKpy>KeHbI Ofi-
HIM C710eM (QOJUIUKYIISPHBIX KJIETOK OYIyIIert TpaHyiessl i
HAa3bIBAIOTCA MpUMOpAManbHbIMI dommukyramu. K Hauamy
PenpofyKTUBHOIO IePUOfia B SIMYHMKE COTEPKIUTCH OKOMIO
100 000 mpuMoOpAMaIbHBIX (ONINKYIOB.

OpuH pas B Mecsn, nof peiictBuem OCI, Hebombioe
KO/IMYEeCTBO IPUMOPAMATIBbHBIX (DONNIMKY/IOB HAYMHAIOT
YBEIMUMBATLCA B pa3dMepax 3a CYeT YBeIMUeH YVC/Ia CII0-
eB rpaHy/e3pl. OJHAKO O4eHb OBICTPO M3 YUC/IA PACTYLINX
IPUMOPAMANbHBIX (QOINKYIOB BHIIEIAETCA TOMBKO ONUH
VMHTEHCUBHO PACTYIVIi, @ OCTa/IbHbIE IIOJBEPralOTCA JieTe-
Hepaluu. PacTymuit npyuMopananbHbIil GOmIMKYII IpoXo-
AUT CTAIMIO IEPBUYHOTO, BTOPUYHOTO U JOCTUTAET CTATNN
3pernoro (O/UINKY/Ia, KOTOPBII VIMeeT CllellabHOe Ha3Ba-
HIe rpaadoB IysbIpek. B momocTu rpaadosa mysbipbka Ha-
XoauTcst oot Broporo nopsizika (0-I1), KoTopslit OKpy>keH
TOJICTBIM CTIOEM KJIETOK TPaHY/Ie3HOil 0060/I0YKH, K KOTO-
POJi IIPUMBIKAIOT CTIOM, 00pa3oBaHHbBIE KIETKAMM CTPOMBI
AMYHMKA, HadpiBaeMble Teki. CrloM TeKy, Ipulexaiye K
IpaHy/Ie3HOl 000/I04Ke, 60raTo BacKY/LIPU3UPOBAHBI, YTO
obecnieunBaeT A Py3MOHHBII KOHTAKT KOMIIOHEHTOB
rpaadoBa Iy3bIpbKa C MHOIOYJCTICHHBIMM TOPMOHAJIbHBI-
MM YYaCTHMKAMM OOTeHe3a.

Knerku rpanymesHoil 060TOYKM, Ha BCeX CTaAMAX
pasBuTHA (QOUIMKYNIA CEKPeTUPYIOT SCTPOTeH, IIPEeuMy-
LIECTBEHHO 17P-9CTpammon. OCTPOreH BO3HENCTBYeT Ha
SHJIOMETPUII MAaTKM, BOCCTAHAB/IMBACT €r0 TOTOBHOCTH K
6ymy1eit (Bo3MOXHOIT) GepemenHOCTH. IpaadoB myssipex
B cepefliHe MEHCTPYa/lbHOTO IVK/IA YBEINYMBAETCA B Pas-
Mepax o 1 cM B Auamerpe, IpUOIIDKAeTCA K KPalo AUYHII-
Ka U BBICBOOOXKIaeT B OproNIHyIo nonocTb 0-11 (oBysamus).
Osymmposasmmii 0-11 comepxnuT Aapo, B KOTOPOM IiepBoe
MeoTMYeCKoe Jie/ieHNe 3aBepIIMIoCh Ha CTafuy MeTada-
3bl. V3 OpromHoil nonoctu 0-II monagaer B ¢atonyesy
TpyOYy, Ifje IOC/e OIUIOFOTBOPEHIS BO3MOXHO 3aBepIlIeHIe
BTOPOro Meito3a. Ecimm ommomoTBopeHns He IPOVICXOIMNT,
to 0-II moxBepraerca aBTonusy [3,6].

Exxemecsauyno opmu 0-II cospeBaeT B OJHOM U3 AMYHU-
KOB, TIO3TOMY OBYJIALMA MPOUCXOAUT HOOYEPENHO U3 Ipa-
BOTO 1 /IeBOTO sAn4yHyKa. Tonbko 300-500 001 MTOB I1epPBOTrO
MOpAJKa JOCTUIAIOT CTAJ}MM OOLMTOB BTOPOTO IPSA/IKA U
Y4YacTBYIOT B OBY/IALMN. [eHeTir9ecKas mporpaMma JXeHCKO-
rO TaMeTOreHe3a U CBA3aHHBIX C HUM OCOOEHHOCTEN JKeH-
cKkoro ¢eHoTnIa 0becrednBaeTcs OOIbIINM KONNIECTBOM
reHoB X-XpoMocoMbl (0K071o 1 200 reHoB).

Takum o06pasoM, yHUKaIbHAsA CIIOCOOHOCTb BbIHA-
IIMBaTh JeTeil Harpy>KeHa OOMbIINMY (QUSNYECKMMU U
NICUXMYECKUMM OTpaHMYeHUAMM. ExxeMecsA4HO, Ha IpoOTA-
SKEHIV OT MOMEHTa II0JIOBOTO CO3PEBAHMA [IO COCTOSHUA
MEHOIIay3bl, >KCHIIHA UCIBITbIBAaeT CMeHY (a3 MEHCTpY-
anpHOrO IMK/IA. Ha mpoTsykeHny MeHCTPYanbHOTO LMKIIa
BO3HUKAeT TOPMOHA/IbHAA 3aBMCYMOCTD B TIEPUOJIBI TIOBEI-
meHus u cHipKenusa aktuBHocty OCI, JII, acTporeHoB u
[IPOreCTepPOHa, 3aBUCUMOCTb OT COCTOSAHMA UX HUcOaIaH-
ca. ExxeMecs4HO NpUXOONUTCA CHPABJIATHCA C 3-5 JHEBHBI-
MM IIEPUOJIAMY Pa3pYLICHUA SHOMETPHA, a OONBIINHCTBY

JKEHIIVH C IICUXNYeCKUM 1 GU3UYEeCKVM IUCKOMPOPTOM B
KOHIIe MEHCTPya/IbHOro IMKIa. K 3ToMy nepeuHio Heo6xo-
IVIMO JOOABUTH HECKOIIBKO BO3MOXKHBIX JIEBSITVIMECSIYHBIX
[IepUOJIOB BBIHAIIVBAHNA JM POLOB, KOTOPbIE TPeOyIOT OT
Oyny1ueit MaTepu 0c060TO MOBEIEHN.

OueBUIHO, YTO B TIEPUOJBI CMeHBI (a3 MEHCTPYa/IbHO-
rO LMK/IA U, 0COOEHHO, B KOHIIE L[VK/Ia Y JKEHIIHDI IIPO-
MCXOIUT eCTeCTBEHHOE CHIDKeHIe PM3MIeCKOIT 1 ICUXIYe-
CKOI1 paboTOCIOCOOHOCTH. 3a TOLBI ITOIOBOIL 3PENIOCTH 1O
MEHOIIay3bl TaKNX JHell HaCIUTBIBACTCA HECKOIBKO THICAY,
9TO BBIHY)XJ,EHHO II0TepsIHHOE BpeMs 11 Iyt 9P PeKTUBHOTO
006ydeHNs, 1 /151 aKTUBHOTO [IeVICTBIIA.

Bompoc 0 paBeHCTBe mIu HepaBeHCTBE I0JIOB OTHOCUT-
s K 6MOCOLMA/IbHOI IIPo6/IeMe 1 eCTECTBEHHO, YTO €ro pe-
LIeHNIe JIO/DKHO ObITh OCHOBAHO Ha OMOIOTMYeCKIX 3aKOHAX
¥ 3aKOHOMEPHOCTSAX J YYUTHIBATD COI[UANTBHYIO POTb MHMM-
BUlyyMoB. Kax ObI/IO M37I05KeHO BbIIIIe, IT0 KPUTEPUAM OMO0-
JIOTMYeCKOI KOHCTPYKINM, TIpefHa3HAaueHHOM I/ 3a4aTuA
U POXKJIEHUS fieTell, 6JIOTOrMYecKoe HEePaBeHCTBO MEX/Y
0c0o0AMM MY>XXCKOTO U YKEHCKOTO II0JIa OYeBUIHO.

B Toxxe BpeMs C TOUKM 3pEeHNA IJIABHOTO 3aIpOrpaM-
MIPOBaHHOTO IIpeJHA3HAYCHNA: COXpaHeHNe B HeBO3-
MOYXHO OTJHATh NMPMOPUTET OFHOMY U3 TojoB. yKeHInHa
MO>KET BBIHAIINBATD U POXKATb JeTell, HO He CIOCOOHa K ca-
MoomtogoTBopenuo. Tpebyercsa mysxunta. IIpenmyecrsa
TI07I0BOTO PAa3MHOMKEHNA XOPOIIO M3BECTHBI U HAYYHO
060cHOBaHbI. PasfieieHne 9/7eMeHTOB JETOPOXKAEHMS II0
PpasHBIM ITo1aM obecrieunBaeT OMONIOINYECcKoe 3J0POBbe U
0e30IIaCHOCTDb 3apOABIIIA U Pa3BYMBAIOIIETOCS OTOMCTBA.
HepaseHcTBO crioco6HOCTEI LeTOPOXIEHNA, 00BeIHEH-
HOe B COTPYJHMYECTBe, jaeT HOBOe KaueCTBO oOecredn-
Barollee coxpaHeHue Buaa Homo sapiens (puc. 1).

IIpusHaKy 1 BapMaHThI IPU3HAKOB Y Pa3HBIX MONIOB

leHeTnyeckas MAEHTUYHOCTb ABAALATY ABYX Iap ay-
TOCOM Yy MY)XYMH ) >KEHIIVH OIPaBIaHHO IpeJIojaraer
PaBHOBEPOATHOE IIPOsABJIEHME KOIMPYEMbIX ayTOCOMaMMu
IIPU3HAKOB Y 060ux 1onos. IIpu 9ToM Heo6XOAMMO ydM-
TBIBATD, YTO HPU OIIIOJOTBOPEHNUN IIOJIOBBIE XPOMOCOMBI
Bcerfia KoMOMHMpYyTcsA B ToMo (XX) WM B reTeposuror-
Hoe (XY) cocTosiHMe, IT09TOMY COOTHOLIEHIIE II0JIOB COXpa-
HAeTcs B coorHomeHun 1:1. JIBe ayTocoMbl ¢ yyeToM Jo-
MUHAQHTHOCTY JAIOT TPU BapMaHTa reHOTUIoB (AA, Aa, aa)
OHOTO IpM3HAKa B momynAuui. [Ipu atom mons romo- n
TeTepO3UTOT B TTAHMUKCHOII MOMYIALNN OCTACTCA BEININ-
HOII TOCTOAHHOIA, TO €CTh PABHOBEPOATHOCTDb HE COOTBET-
CTBYeT paBeHCTBY 1:1, 1 MO)KeT IpuoOpeTaTh pasaNyHbIe
3HAYEHN JIONM MPOLEHTA MY YaCTH LIeJIOT0, IONUNHAACh
3aKkoHy Xapau-Beitn6epra.

EcTecTBeHHO, YTO TIpM TaKoOlM KOHCTPYKIMN TeHeTHde-
CKOJl TIporpaMMBbI Ye/loBeKa, fielleHMe TIOMy/IALNY Ha JIBe
YacTM 3HAYUTEIBbHO OO/eryaeT MCCIefoBaHNe 3aKOHOMep-
HOCTel Hac/le[loBaHNs NPJM3HAKA, 3aKOPOBAHHOIO B ay-
TOCOMAX, MOCKOJIbKY HOJI BBICTYIAET B POIN HOPOXKHOTO
3HaKa Ha ITyT! aHaJIN3a.

Pasmmuusa momoB mo mmroxoHapuanbHoit [THK.
VimeeTcsa ellle OHO TeHETHYECKOE pasinyye MeXNY Moa-
MI1, KOTOPO€ OIpefie/IeHO OCOOEHHOCTAMM Iepefadn M-
toxouppuanproin JHK (MtJHK) moromctBy. B MoMmeHT
OIJIONOTBOpPEHNA cliepMaTo3ons TepseT cBoro MTIHK u
3urora Inojiy4aer Toabko opuH Habop MtIHK, xoTopsiit
npuHagnexan sinexnerke. I[loatomy mTIHK Hacnmenyert-
CA TI0 MAaTepPMHCKOM MMHMY (MaTepHHCKOe Hac/ef[OBaHMe).
IT0 03HAYAeT, YTO JeTYU >KEHIIVIHDI, UMEIOIell MYTAaIII0
MT/IHK, HacnepyooT aTy MyTauMio, B TO XX€ BpeMs [eTH
MY>KYIHBI, HECYIIeTO Ty>Ke MYTalI[Uio, He YHACTeNYIOT Jie-
¢dexrroit MTJTHK. To ecTb 0c00b MY>KCKOTO IO/IA MOXET
POXZAaTbCA € MyTallueil, HO He IepefaeT MyTalLUio ITOTOM-
cTBY [4,14,15].

MuTOXOH/pUaIbHAS XPOMOCOMA YeTOBEKA JIMEET KOMb-
LIeBYI0 CTPYKTYPY, OHA IIOTHOCTbIO KapTHMPOBAHA ¥ COZEp-
KUT 37 TeHOB. DTU TeHBI KOAMPYIOT OFHY INECTYI0 JacTb
6enKkoB (epMeHTOB, HEOOXOZUMBIX A/l OKMCINTENIHHOTO
dochopunmpoBanus, ocTanbHas 4acTb 6enKOB (epMeH-
TOB KOMIUIEKCa OKMC/INTeTIBHOTO (OoChOprIMpoBaHs
KO#MpyeTcsl siepHbIM reHomMoM (puc. 2). Kpome 6enkos
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JasKe [IBa ajl/Ie/isl B IOMY/IALMY JafyT 3 BapuaHTa
TeHOTMIIOB U 2 BapyuaHTa ero (PeHOTUIIINYEeCKOTO
IPOAB/ICHNUSA, @ C yBe/MYCHMEM YUCIA aJUIeNeit
B [TOMY/IALMY YIC/IO BapUAHTOB IIPM3HAKa HPO-
HOPLIMOHATIBHO BO3pacTaeT. B To ke BpeMs y
Ka>KZIOJ OT/E/IbHOI 0COOM MOIYT OLITh TONBKO
IBa ajUIeisi, OUpefesoliye OAVH 113 BApMaHTOB
IAHHOTO IIpM3HAKa, KOTOPBIN He W3MEeHsIeTCs
OT POX/IEHWsI 710 ecTecTBeHHOI cMepTi. K mpu-
Mepy, MpU3HAK «pe3yC COCTOSHMEe» U OfMH U3
BapnaHToB ero reHotunos (RhRh, Rhrh, rhrh)
He USMEeHAITCA B oHTOoreHese. OMHAKO KayK[Iblil
VHIMBUAYYM HeceT B CBOVX raMeTax ajUIe/b IeHa
(Rh wmu rh), KOTOpBI COEAMHUBIINCH C ajlIe-
JIeM 13 TaMeTBl JPYTOTO PORUTENISI, MOKET JJaTh
B IIOTOMCTBE T€HOTUII OT/IMIHBIN OT TEHOTUIIOB
060uX popuTeneil 1 COOTBETCTBEHHO M3MEHUTD
(deHOTUIINYeCKNIT BaPUAHT IIPU3HAKA Y IIOTOM-

Y / /eybreamnuup! Ka. Tak BO3HIKaeT pe3yc OTpULjaTeIbHOE IIOTOM-
AADH-,uerw,uporeHaau CTBO OT Pe3YC IIOJIOKNTETbHBIX TeTePO3UTOTHBIX

W T~ ponuTeneii.
T < Cy6bennHmub B 97071 CBS3M IOHATHE «HOPMa peaKIyii» Kak
v\ N\ LUNTOXPOMOKCHAa3bl  «IMANa3oH (EeHOTUNNIECKON M3MEHYMBOCTHU, B
CybbefinHuus  CYOPEAMHMUEI IIpefieiax KOTOPOrO T'eHOTHII CIIOCOOeH [aBaTh
LMTOXpOMOKCUassl A1 P-CMHTa3b! pasuble GpeHOTNIIBI», ABAETCS IOMY/IALMOHHON

Puc. 2. Murtoxongpuanbaasa JHK gemoBexa.

depmentos, MTIHK kommpyet nea Tnna pPHK n 22 TPHK
UL TPAHC/LALMN MUTOXOH/IPUATIBHBIX O€NKOB (hepMEHTOB.
MMUTOXOHPMATBHBI TEHOM XapaKTEePU3YeTCA BBICOKO
CKOPOCTBIO 3aMEHBI HYK/IE€OTH OB,
TO €CTb BBICOKOM CKOPOCTBIO I
HaKOI/IeHVeM MyTaluif, KoTopas
ansamt/IHK mo cpaBHeHuIo0 C Afiep-
Holt [IHK onpepenena Ha HOpsAgoK
6ombure [15,16]. B mtJHK pern-
CTPUPYIOT MUCCEHC-MYTAIUN, Jie-
nenuy U AyImuKanyyu. MyTaunn
MTtJHK 3arparmBaloT  aKTuB-
HOCTb O€/IKOB OKMCIUTEILHOTO
dbochopunmposanus u snmeMeHTHI
TPAHC/ALMOHHOTO CYHTe3a Oenl-
koB. K HacToAmeMmy BpemeHM B
M1JHK o6Hapy>xeHo 6Oonee 100
pasmuuHbIX TepecTtpoek 1 100
Pas/IMYHBIX TOYKOBBIX MYyTallMii,
BBI3BIBAIOIINX GOJIE3HU Y Ye/loBe-
ka [14,15]. Myrarnum MtIHK mo-
PaXAIOT CUCTEMY OKMUCIUTENbHO-
ro ¢ochopunupoBanus, TO €CTb
cucremy cunresa AT®, myTanum
yaile IPOABJAITCA IOPAKEHN-
em ITHC m MpllieqHO-CKeMeTHOI

JHuedanonatus
VIHCYnbTONOAOGHbIE RPUCTYNbI
Cynopori v iemeHums
MNcuxo3bl, Aenpeccus

Atakcua

Murpexb

TunepTpoduyeckas kapanomuonarma
JlunataunoHHas Kapauomuonatus
bnokaaa cepaua

CMHAPOM NpeXaeBpeMEeHHOro
B036YX/EHUA MMOKapaa

KaHanbLesble HapyleHns
Cunapom ae ToHu-[le6pe-PaHKOHN

XapaKTepPUCTUKON, KOTOpas U WIIICTPUPYeT
Ha/ln4ye B MOMY/ALNY KOMMYeCTBO BapMaHTOB
IIpusHaka (HalpyMep Hajuuye B 4el0BeYecKoil
nonrynAuyy npepcrasureneit O, A, B u AB rpynn xposu o
crcteme ABO), ogHako nepconnuupoBaHHas MeUIHA

HapyxHaa odpranbmonnervs
Mro3

Karapakra

MurMeHTHas peTuHonaTus
Atpochus 3puUTeNbHOT0 HepBa

[1ByCTOPOHHAR
HeNpoCeHCOpHas rnyxoTa

HapyLueHus rnotaHus
NoXHas HeNpoXoANMOCTb
3anops!

MaTonorus neveHun

CHCTEMbI, OfIHAKO pIIC. 3 wmmo- CaxapHblit Auaget Mvonarws
CTPUPYET IMMPOKMI CIIEKTP BO3- lvnonapatupeos AKCOHaNbHas CEHCOMOTOPHAsA
MOXXHBIX TIOpa)KE€HUI TKaHel U runoTupeos yeiiponaTus

CBSI3aHHBIX C 9TUMMU MYTaUVAMU
pasHOOOpasHbIX  KIMHUYECKMX
¢deroTnnoB.

Mytauuu B MTJHK MoryT
OBITb yHac/lefoBaHBI IO MaTe-
PUHCKOII TMHUU MM BO3HMKa-
IOT KaK COMaTU4eCKle My Tal[iA.
PacnpocTpaHeHHOCTb MUTOXOH-
ApManbHBIX MYyTaluii B eBPO-
HEeMCKOM MONY/IALIMN OIpefesne-
Ha 1:8 000.

OHToreHeTn4eckas M IIO-
NyIAIMOHHAS U3MEHYMBOCTh. B coMaTmyeckmx KieTkax
aJUIe/IN TEHOB He PeKOMOUHMPYIOT, TO eCTb KOMOMHALuN
TIap ajureNeit BCex 25 ThICAY F€HOB OCTAIOTCA HEVM3MEHHBIMU
OT 3UTOTHI 10 KOHIJA OHTOTeHe3a, KOAMpYys UX PeHOTUIN-
yeckoe TposBieHre. HacnenoBaHne Ipu3HaKoOB B OHTOTe-
Hese U B TONMY/ALUY ONPENeATCA IPABUIOM O TOM, YTO

Matonorus roHag

Puc. 3. l'[opax(aeMble TKaHU U KIMHNYECCKNE (beHOTI/IHbI, CBA3aHHbIE C My TallUAMU

B MuToxoHgpuanbHoi JHK [19].

HY>XJIaeTCA B MHAMBMYa/IbHBIX MOKA3aTENAX KaXKJOro OT-
[eTbHOTO IalMeHTa.

CrabM/IbHOCTD TEHOTUIIA COMATHYECKNX KJIETOK B OH-
TOreHe3e OIpefe/IAeT CTeleHb YCTONYMBOCTY (heHOTUIN-
YeCKUX NMPU3HAKOB KaXKJI0ll OT/ieNbHOI ocobu. Ilpy aTom
Cpeiy TEeHOTUIIMYECKM [eTePMUHMPOBAHHBIX IIPU3HAKOB
PasIMYMMBI [Ba BapMaHTa: 1) IpU3HAKH, He N3MeHAoLIe-
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Cs1 Ha IPOTSDKEHNUM OHTOTeHe3a; 2) MPU3HAKM, CIIOCOOHbIE
M3MEHUTHCUITY CBOETO ITPOSABJIEHNSA B TEYEHUY OHTOT€He3a.
K mepBoii rpymmne OTHOCATCA: pe3yc COCTOSAHUE, TPYIIIOBas
IIPUHAJIEKHOCTD KPOBY, 3aBUCHMOCTD KI€TOYHOTO MeTa-
6omsma ot HanmuumaA nonmuMopdHbix reHoB CYPI, CYP2 u

CVHTOBEp ¥ HOCTMEIOTHYECKAs Cerperanysi XpOMOCOM TO
JKe MIMeeT CBOIO JOJII0 MYTalllil B TaMeTOreHese.

[lepBuuHbIe IONIOBBIE KIETKY (TOHMM) HAKAIIMBAIOTCS

B pe3ynbTaTe MUTO3a C PA3HOI YaCTOTOI Y 060MX IIOTIOB, a

MUTOTIYECKOE PAa3MHOYKeHE TIEPBIYHBIX ITOTIOBBIX KJIETOK

MIPOMCXO/IUT C BPEMEHHBIMMU

Tabnuua 1 paznuuusivu.
[TpusHaKy, He TIOJIAIMECS BIUAHUIO CPeTOBbIX GaKTOPOB Tak OBOTOHNU elle B
TMpu3Hakm XPOMOCOMBI U FeHbl, BapmaHTbl NPU3HaKOB oMOpHOTeHe3e  IPOXORAT
KoavpytoLve NpUsHaKu OKOJ/IO 22 MUTOTUYECKUX Jie-
Mon YuX 3.9 neHuin [15], 3aTeM KasK[bli
Pesyc cocTtoaHue xpomocoma Ne 1 Pesyc ;IOHOH(MTeanaﬂ U3 HUX TpeTepreBaeT oue-
reH RHD pesyc-oTpuLaTenbHas pennyio permnukanmio JHK,

lpynna kposn Xpomocoma N2 9,

annenen 3 (J3, J®ni)

lpynna O, A, B AB

B pe3ynbraTe KOTOpOIl 06-
pasytorcsa OuBaseHTHl (Te-

PeuenTop Bupyca ummyHogeduuuta | A CCR 5 annenb

He skcnpeccupytot peuentop ana BUY

Tpajbl), TeHEeTUYeCKUII MaTe-
puan mpuobperaeT popmyry

Lutoxpombl P450 Tenbl CYP I, CYPII, CYPIII

HeunsmeHHbIN, 6bICTPbIN, CHUXKEHHDBI
MeTabosIM3M KCEHOOMOTUKOB (NNeKapCTB)

2n4c, M OBOIOHUU CTaHO-

DepmeHTbI OKoso 5 ThiC. reHoB

Bce pepmeHTaTMBHbIE BHY TPUKIETOUHBIE
LVKSIbI

BATCSI OBOLMTAMU IIEPBOTO
nopsAgka. 0-I mo oBymanum
(mo momoBoro cospeBaHMsI)

CYP3 u uenbliit psp gpyrux npusHakos (tads. 1). Ko Bropoit
TpyIIIe OTHOCATCS IIPU3HAKIU: POCT U Macca Tejla, CUIa Mbl-
IIeYHBIX COKPAIIEHNIT, UHTeJUIEKT U Ap. [leficTBUTeIbHO -
aIra3oH (QeHOTUIINYECKOI M3MEHIMBOCTIL IIPU3HAKA «POCT»
B Y€I0BEYECKOJI IOMY/IALUN ONpefeneH MHTepBanoM 145-
225 cm, a xkoadduiuent 1Q nurepsanom or 0 go 160 [5].
9N noKasaTeny WITIOCTPUPYIOT JOBOBHO HMIMPOKMUIL Ba-
PMAHT M3MEHYMBOCTY NIPM3HAKOB KaK B IOIIY/IALMN, TAK Uy
Ka)X/JOTO OT/IETIbHOTO ee IpeficTaBuTe/A. MHOro4MCc/IeHHbIe
MCCIENOBAaHMS Ha MOJIEI MOHO3UTOTHBIX 6/113HenoB (omu-
HAaKoBasg TeHeTHYecKas IporpaMMa — pasHble YC/IOBIA
CYILIeCTBOBAHNMA) TO3BOIUIM YCTAaHOBUTb 00sA3aTe/IbHOE
yJacTye TeHeTHUYECKMX U CPEOBBIX (AaKTOPOB B (GopMM-
PpOBaHMM IPU3HAKA VHTE/IEKT, @ TaK XKe ONpPeNe/IUTh SO0
Y4acTys U po/ib KaXZIOro akTopa B pOpMIpPOBAHNUI IIPK-
3HAKA: «... BEPXHUI IIPeMie/l YMCTBEHHOM OJAPEHHOCTH Ye-
7oBeKa OOYCTOB/IEH TeHEeTUYeCKM, CTEeleHb XKe pPasBUTHA
3TUX HACTIeCTBEHHBIX CIOCOOHOCTEI! OMpefie/IeTCs BHeIl-
HVMMM BIVAHUAMM — 0OydeHMeM U onbIToM» [5]. BoiBox o
Ha/IM4YNM BEPXHEro Ipefe/ia YMCTBEHHbBIX CIIOCOOHOCTEN
CripaBefyiuB U Ajis1 PU3NIECKUX CIIOCOOHOCTEl, BepXHIE
[IOKa3aTe/ KOTOPBIX IIOCTOSHHO [EMOHCTPMPYIOTCA Ha
ONVMMIIMIICKVX UTPAX OT/eTIbHBIMM ITPE/ICTAaBUTEIIMI Je7I0-
BEYECTBA B pe3y/IbTaTe TPEHMPOBOK.

B cBsA3M C BbIIIEN3/IOKEHHBIM IIEPBYIO IPYIIITYy MOXHO
0XapaKTepM30BaTh KaK NPU3HAKM, 3aBHCAILINE OT TeHe-
TIYeCKNX (PAKTOPOB M He MOAJAIONINIECS BIMAHNIO Cpe-
IBI, 3 BTOPYIO KaK NPU3HAKHU, B Pa3BUTUM KOTOPBIX MpPU-
HUMAIOT y4acTHe TeHeTI4yeckye M cpefoBble (paKTOphI.
OT/INMYUTENbHOM 0COOEHHOCTBIO BTOPOJ TPYIIIbI IMIPU3HA-
KOB SIB/ISIETCA MX 3aBUCUMOCTb OT GOJIBIIOrO 4Y¥CIa B3am-
MOJIe/ICTBYIOIIVX T€HOB. TaK NPM3HAK «POCT YenoBeKa» KO-
AUpPYeTCA He MeHee 4eM IIATbIO FeHaMu (IecATb ajuleneii),
a YNMCTIO TEHOB, KOZUPYIOWNX MHTEIEKT, OCTAeTCS HEms-
BECTHBIM, HO OfHO3HauHO 6onbimM. [TogpobHee o pomn
HaC/eICTBEHHOCTY M CPefibl B CTAHOBJICHUU U PasBUTHN
6MoconMaIbHBIX IPM3HAKOB YelI0BeKa CMOTPUTE BO BTO-
poM cooburennu B pasgene «IllaHc, HO U rapaHTHA».

Cxo0CcTBO U pasnuyye reHeTIYecKoil M3MeHYNBOCTH
B ramMeTax. [ameTorenes y 060Mx ooB CONpoBOKAACTCA
CHOHTAaHHBIMM MYTauMAMU. VICTOYHNKOM MyTauuii B ra-
MeTax AB/IATCA ommnbky npoueccos permkanuy JHK n
cerperawyy XpoOMOCOM IIpM 060UX CIIOCO0AX eeHNs Kile-
TOK. O4eBUIHO, YTO /I MIOHMMAHNSA PA3/IINil B YaCTOTE
MYTaLuil y 0co6ert My>KCKOTO 1 >KEHCKOTO IIOJIa TIPJL TaMe-
TOTeHe3e NMPAKTUYECKNUI CMbIC/I UIMeET CpaBHeHMe Konuye-
cTBa nuKnoB perukanyy JJHK B oBoreHese u ciepmaTore-
Hese JI CPaBHUTE/IbHASA Cerperalist XpoMOCOM B MUTO3€ U B
Mmeriose. IIpn aToM cnepmyeT yyects, uyTo permkanysa JHK
B TIPOIeCCe MUTOTHYECKOTO PA3MHOXKEHNS TIePBIMYHBIX I10-
JIOBBIX K/I€TOK SBJIACTCSA MCTOYHMKOM TeHHBIX (TOYKOBDIX)
MYyTalMii, a COCTOSHME HECOBEPIIEHHOTO MIUTO3a 11 Mejio3a
MCTOYHUKOM TeTeporutonamii. Ilpenmeitornyecknit Kpoc-
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OCTAlOTCSI  HeM3MEHHBIMH,
MIMEIOT TI0 JIBe XpPOMaTU/IbI KaXKJ0/l XPOMOCOMBI ¥ B TAKOM
BUJE CYLIECTBYIOT OT POXKJIEHNUA [IO MONOBOI 3peNnocTy, B
aToT mepuop perukanya [JHK ne mpomcxopnt, oHa yxe
OIVH pa3 permiupoBaHa. KommdecTBo MepBIYHBIX OBO-
I[UTOB, IPMHUMAIONINX y4acTHe B Pa3MHOXEHUN, OTPaHu-
4yeHo yucnom 500.

Takum 06pasoM, [0 IEPBOrO MEIOTHUYECKOrO HeleHNA
TIEPBUYHBII OBOLUT COZIEP)KUT B CBOEM AfIpE€ PENIUIIMN-
posannyio JTHK 6onee 10 ner u 9TOT CpOK BO3pacraer ¢
yBeM4eHneM BO3pacTa XXeHCKOI 0cob1 ;O BpeMeHH OILIo-
noTBOpeHMA. MHoroneTHell 3afiep kKOl IIpeMeioTI4ecKo-
IO COCTOSIHUS IIPUHATO OOBSICHSTH NPUYMHBL OOJBIIOTO
TIpOl[eHTa aHeyTIOMANI 10 ayTocoMaM M TOJIOBBIM XpO-
MOCOMaM B MaTePUHCKMX raMeTax. Polb oBOLIMTOB, rogaMu
OXXMAIOLIVX OBY/IALINM, B GOPMUPOBAHNI TPUCOMMIL TIOf-
TBEPXKJAIOT (DAKTbI, CBUJIETENbCTBYIOLIVE O IOBBILIEHNN
4aCcTOTBI POXK/ICHNA peOeHKa ¢ TpucoMuelt ayrocom 13, 16,
18 1 21 1 110/10BBIX XPOMOCOM — XXX € BO3PacTOM MaTepH.
It ocobert >KEHCKOTO I0/Ia PUCK He PACXOXKAEHUsT Xpo-
MOCOM B Meifo3e KoppenupyeT ¢ MHOTO/IETHel 3aJep>KKoii
OBOIUTA-I B penIMIMPOBAHHOM COCTOSHUH.

CriepMaToroHny B xofie 5MOpMOHAILHOTO PasBUTHA 1
BeTCTBA NMPoXopAT 30 MUTOTUYECKUX JIE/IEHNI, 3aTeM Ode-
pennyto permukanuio JHK 1 aHanmormyHo oBOTOHUAM CTa-
HOBATCA cIlepMaTonmMTaMy nepporo nopspka (C-I), renetn-
YyecKumit Marepua, Kak u B ciydae ¢ O-I mpuobperaer ¢op-
myny 2n4c. Ogaaxko C-1 He 3afiep)KUBaeTCs B CeMEHHMKaX
HAJOo/Iro, 60 MOCTIe JOCTIDKEHMA IIONOBOI 3PETIOCTH eXe-
TOJHOE YVCIIO PeIIMKATUBHBIX LUK/IOB paBHO 20-25 [2,15].
[Tostomy kaxxabIit C-1 66ICTPO IPOXOAUT fBA MEHOTIYECKIX
TleTIeHNA U Yepes CTaiMIo CiepMaTH/Ibl CTAHOBATCSA 3pebIMU
criepmarosonsiamu. ITocnecTBus He PacXoXKJeHNA XpOMO-
coM B Meriose I 1 B Metiose II pasnuyaloTcsa mo pacmpefie-
JICHNIO POIMTENbCKUMX XPOMOCOM B TaMeTax. B ciydae He
PacxoXXfieHNA XpOMOCOM B Merio3e I BO3MOXKHBI IBa Baplu-
aHTa aHEeYIUIOU/VIL: ) FaMEeTbI COIep>KarT J{BE XPOMOCOMBI OT
Pa3HBIX popuTerieil; 6) raMeThl He COfiepXKaT XPOMOCOM HU
OIHOTO U3 pofiuTeNneil. B cydae He pacXOX/IeHM XPOMOCOM
B Meriose I aHOManbHbIe raMeThl TaK XK€ MOTYT MMETD JBa
BapMaHTa: ) COJEPXaTh IBe XPOMOCOMBI OT OJHOIO U3 PO-
nuTeneit; 6) He COflep>KaTb XPOMOCOM.

B yacTHOCTM HepacXo)kfieHMe OTBETCTBEHHBIX 3a TpHU-
commio 21-oit xpomocombl B 90% ciryyaeB IPOMCXOIUT B
XOfie TIEPBOrO JIeTIEHNA B MaTEPMHCKOM Mejio3e, M TONbKO
B 10% cmy4aeB BO BTOPOM JIeIEHMM OTIIOBCKOIO Melo3a.
MatepuHCKOe HepacXo)X/jeHye XpPOMOCOM CUIMTAeTCs OTBeT-
cTBeHHBIM 32 100% cmyyaeB Tpucomuu 13 u 16 n 18, mpu sTom
TI0Ka3aHO, YTO JIOTIONHUTENTbHAA 13 XpoMOocoMa BO3HUKAET B
TIEpBOM JI€/IEHNM MaTEPUHCKOTO Melio3a. YCTaHOB/IEHO, YTO
HepacXOoKJieHNe OJIOBBIX XPOMOCOM COOBITIE H0TIee HacToe,
YeM HepacxoX/eHre ayTocoM (dacToTa BCTpedaemMocTn 1
Ha 450-500 pomos). IIpn aToM MaTepMHCKOe Hepacxox/e-
H1e X-XpOMOCOM OTBETCTBEHHO 3a 50% cyyaeB CUHIpoMa



Knartagenbrepa (47, XXY), 3a 25% cunppoma TepHepa, 3a
100% Tpucommit X B mepBoM fiefieHuy Meriosa. Ilo monsAr-
HbIM IpyunHaM 3a cuHapoM XXY Ha 100% OTBETCTBEH-
HBI 0COOM MY)XCKOTO I10J1a, KaK CIIeICTBIEe HePaCXOXK/IeHNUs
Y-XpoMOCOMBI BO BTOPOM JI€/IEHNI MeJ103a.

Taknm 06pasom Kaxblit otaenpbii O-1 sBsercs pe-
3yIbTaTOM 22 NPeJIIeCTBOBABIINX MUTOTUYECKUX JIerie-
Huit, a C-1 30 mpeniecTBOBaBIINX MUTOTUYECKNX [IeTIEHMUIL.
Kaxzpiit Muto3 conpookaer 1070 ommbok perymkarum
Ha offHO ocHoBaHMe [IHK, a Ha Bech K/IeTOUHBII F€HOM BO3-
uukaer 107’ x 6,3 x 10° = 0,63 myTaunit MOCIe KaKIOro
Murosa. He TpygHO mOmcYnTaTh, YTO KaXK/blil OTHE/IbHBIN
O-I necer 0,63 x 22 = 14 HOBHIX MyTauuy, a C-I oxomo 19
MYyTalWii Iepes; MeMOTUYEeCKUMU JIeTIEHNAMIA.

30 MMTOTMYECKMX [[€/IeHUIi OJIHOTO CIEepMaTOTOHMS
maT ~0,5 Munauappa cnepmaroronnmit. Teopetmdecku 250
MICXOJJHBIX CIIEPMATOTOHWIT JJOCTATOYHO Jyisi 00pa3oBaHus
5-6 MIWUIMApAIOB CIIEPMAaTO30MLOB B pesynbrare 30 mene-
Huit. OgHako 6e3 OTBeTa OCTAETCS BOIPOC O TOM, MCIIONb-
3YIOTCA M B IIpoOliecce CIepMaToreHe3a CIepMaTOTOHMIA,
CUHTE3MPOBAHHBIE IO IOJIOBOIO CO3PEBAHMS MM KaXKMIbII
13 penpoAyKTUBHBIX IIMK/IOB (25 IIMKJIOB B IOJ), HAYIHAET-
Cs1 ¢ 00pa3oBaHMsI HOBOTO CIIEPMATOTOHISL, @ He UCIIOIb30-
BaHUA CYIIEeCTBYIOIETO, KOTOPHII ocne permmkanyy JHK
npespamaerca B C-1. Tpyano npefcTaBuTh, YTO CIIlepMaTo-
TOHUY, Y>Ke CYLeCTBYIOIIME B CEMEHHMKAX, He IIOKPBIBAET
3HAYNUTEIbHYI 4YacTb IOTPeOHOCTell cliepMaroreHesa. B
CBA3M C 9TUM, eCIM MPOJAYKTUBHOCTb MY>KCKOTO TaMeToTe-
Hesa (0Kos0 500 MJIpH. 3a OHTOTEeHe3) AB/IAETCH Pe3y/bTa-
TOM 20-25 LMKJIOB B IOJ| I IPOIIOPLMOHA/IbHA CPOKY JKI3HMI
MY)XCKOIT 0cO6M, 1 ec/t K 25 TofiaM >KU3HY YUC/IO Perpo-
OYKTMBHBIX LIMK/IOB paBHO 270-300, TO 3TO He O3HAYaeT,
YTO KQXKJIbIil BHOBb 0OPa30BAHHBII CIEPMATO30M/] IIPOIIIET
300 penmuxanuit JHK 1 cOOTBETCTBEHHO MOTYYM/I OKOTIO
180 HOBBIX IpeAMeiloTMYeCKMX MyTauuit. Ecmm KaXmblit
CIepMaTo301/], YYacTBYIOUIMII B OIUIOAOTBOPEHUM, SABJIA-
€TCsl pe3yNIbTaTOM MeNOTUYECKMX ITpeBpaLeHMIT yKe Cy-
I[eCTBYIOIIETO, @ He BHOBb 00pa3zoBaHHOro C-I, To KaXK/bli
C-I 6ymer nMeThb TONMBKO 19 MpeaMeioTI4eCKUX My TaLiuil.

TlocnencTByA HepacXOX/IeHNSI XpPOMOCOM B Meitose I u
B Mertose Il mo xapaxTepy paclpefeneHus poauUTeIbCKUX
XPOMOCOM B raMeTax y 0cobeil My»CKOT0 ¥ >KeHCKOTO I1071a
HNOIYMHAIOTCA OJHOI 3aKOHOMEPHOCTH) C HEKOTOPBIMM OT-
JIVYUAMMY IO YJCTY HEePACXOXKIEeHUII B IIEPBOM M/IN BO BTO-
poM Melio3e B 3aBUCUMOCTH OT o/, Pasginyus, nMeromye
MECTO IIPU OLleHKe POAVUTENbCKOTO Mpeob/agaHust HacIeno-
BaHMA MYTALMil, 3aBUCAT OT TeHeTMYeCKUX oTmanit XX u
XY, a TaK Ke CBsA3aHbI C IPOO/DKUTENBHOCTIO HadaIbHbIX
3TAIIOB )KEHCKOTO raMeTOreHesa.

Kpome MyTanuii, BOSHUKAIOMMX KaK CIe[ICTBUE He pac-
XOX/IeHNSI XPOMOCOM B Meli03e, TeHeTU4ecKue MOJIOMKM B
npoliecce KPOCCHMHIOBepa ABJIAITCA CTATUCTUYECKM 3Ha-
YMBIM COOBITIEM OBO- I cIiepmarorenesa. Ipn atom ecin
HEPACXOXKJIeHIE XPOMOCOM B Melio3e SBJIAETCA IJIABHBIM
MCTOYHMKOM TeTepPOIUION/INIL, TO OMMOKM KPOCCHHTOBEPa
JAIOT pasHble BapMAHTBI T'€HHBIX MyTauuil (TpaH3NMIUM,
TPaHCBEPCUM, MHCEPLIMN/ HeTIELIVN).

CrieniaibHBIE MCCTIEOBAHNA MOKA3a/Iy, IYTO B YeIoBe-
YECKOJ MONY/IALMM Ha KaXK/YI0 OTLOBCKYIO FaMeTy HpPUXO-
IUTCAA 26 KPOCCHHTIOBEPOB, @ HA KEHCKYIO 43,6 KDPOCCUHTIO-
BEPOB, TPY ITOM YMC/I0 0OMEHOB 3HAYMMO YBENINBAETCS
¢ Bo3pacToM Marepu [21]. TeopeTudecku ciaegyeT 0XXnUiaTh
yBeIMYEHNE 4YMCAa MYTalMil B TaMeTax C yBeIMYeHNEM
YIIC/Ia peKOMOMHALINIL B TIpoLjecce KpoccuHrosepa. OgHako
CIlenyaibHble MCCIeOBaHNs TOYKOBBIX MyTaLuii de novo B
raMeTax He MOJTBEPXK/IAIOT 9TOV 3aBUCUMOCTH [22,23].

VpoBeHb MyTanmit M YacToTa MX PORMTETHCKOTO
npeoOnafjaHUs B YeTIOBEYECKON MOMY/LSILNMK SIBISIOTCS
B3aMIMOCBA3aHHBIMM Borpocamy. C/I0XKHOCTD OI[eHKN Po-
IAUTENIbCKOrO IIpeoliajjaHns HacAeOBaHMsI ayTOCOMHBIX
MYTaLuil 00BACHNMA 3aKOHOMEPHOCTAMM 06MeHa HYK/Ieo-
TUAHbIMY nocnefoBarenbHocTaMy JHK xpomocom B Meii-
03€, TO e€CTh 0COOEHHOCTSIMY PeKOMOMHALIMM XPOMOCOM
B IIpoOLlecCeé KPOCCHHIrOBepa. Bo BpeMs IepBOro [eleHMs
Me03a MeX/ly TOMOJIOTMYHBIMM XPOMOCOMAMU B MY>KCKOM
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I B )KEHCKOM raMeToTreHe3e IIPONCXOAUT OT [IBYX 10 Tpex
COOBITUIT KPOCCUHTOBepa. B pesy/braTe OTLOBCKUE M Ma-
TepUHCKME aJl/Ie/IY T€HOB, IEPBOHAYATbHO PACIIONIOXKEHHbIE
B JIBYyX TOMOJIOTMIYHBIX XPOMOCOMaX KJIETOK 3apOJIbIIIIEBOTO
Ty TH, TIOMAAA0T B OFHY TaMeTIeCKYI0 XpOMOCOMY I1 FaMe-
Ta, COMIEP>KUT KaKoe-TO KOTMYECTBO OTLOBCKMX U KaKoe-TO
KOJIMYeCTBO MAaTePUHCKIUX TIOKYCOB, TO €CTh BC€ ayTOCOMBI
MY>KCKHMX M KEHCKIX raMeT HeCyT a/Ien OT 000MX Io-
710B. [amMeTs!I cn1Basch, 00PasyoOT 3UTOTY, B KOTOPOIl KaK-
masg XpoMocoMa KakK/oll Mapbl ABIACTCA PaBHOBEPOATHON
KOMOMHaIMell OT IPeKOB MY)CKOTO U YKEHCKOTO IpOMC-
XOXKJIeHIA U COfiep>KaT CeIMEeHTDI, IPOMU3BONHbIE OT OTIIA,
Mmarepy, fiefa 1 6abyuikn Oygyuero pedenxa. OueBUAHO,
YTO IIPU PAaBHOBEPOSITHOM pAacHpeleleHNN MY>KCKUX U
JKEHCKUX aJUIeiell B KOKJOM TaMeTIYECKOI XpPOMOCOMe, a
3aTeM U B IWUIUIOMIHOMN ITape XpOMOCOM 3MTOT, HEBO3MOJXK-
HO «IIPSIMBIM METOLOM» OO'bEKTVMBHO OLIEHUTb PO/Ib POSLU-
TENbCKOTO Mpeob/Iaaumst Ipy HAC/IELOBAHUY MyTaluii de
10v0 B TPUO: OTeL, MaTh — HOTOMOK. I109TOMY 00'bSICHUMBI
KpalfHMe pasnnuusa B pOAUTENbCKOM HacTeflOBaHUU MyTa-
it de novo, KOIa B OfTHOM Tpuo 92% MyTaluii onpenene-
HBI KaK OTLIOBCKOTO IIPOMCXOXKJEHNs, 2 BO BTOPOM TOJIbKO
38% oTHeceHBbl K MYTallUAM OTLOBCKOTO NPOMCXOXKIEHNA
[20]. BOMBINMHCTBO Pe3yAbTATOB MCCIENOBAHMIA My TaIlMil
de novo B Tpuo: OTEL, MaTh — IOTOMOK TPAKTYeTCs B TIOIb3Y
MY>KCKOTO Ipeo0afjaHus Mepefadyl MyTalyy IIOTOMCTBY
[21,22,23].

buosnornueckas reopus u MeULMHCKAsA IPAKTUKA MUC-
TO/Ib3yeT /I OLEHKM MYTaluil KIacCudyecKoe IpefcTaB-
JIEHNME O TOM, 4TO 22 Tapbl ayTOCOM PaBHOBEPOATHO pac-
IpefeNnsAloTcss Y 000MX IONIOB B KJIETKaX 3apOfbILIeBOrO
IIyTU U B COMATMYeCKNX KiIeTKax. IIpakTuyeckoe peleHue
CBA3aHO C HEOOXOmMMOI [eTann3anyeil M3BeCTHOM Kak
«TUIBI HACNENOBaHMsA». VI3BECTHO TpM THUIIa Hac/lefoBa-
Hus: 1) ayTOCOMHO-PELleCCUBHBIT THUII, 2) ayTOCOMHO-
IOMMHAHTHBIIT ¥ 3) Hac/lIe[loBaHue, CIeIUIEHHOe C II0/IOM, K
HVIM C/lefiyeT J0OaBUTb MUTOXOH/pUaIbHOE HaC/IelOBaHIE.
Tun HaciemoBaHMs pU3HAKA MM OO/IE3HNU MPeCKa3bIBa-
eT po/b KaXKJI0ro pofuTeNs B nepefade Myranuu. Tak mMu-
TOXOHJpUA/IbHOE HAC/efOBaHMe OJHO3HAYHO OMIpeeNAeT
Tepefiady MyTaIuil OT MaTepy BCeM AETAM.

AyTOCOMHO-pelleCCUBHOe Hac/efloBaHMe OIpefenseT
OJIIHAKOBYIO YaCTOTY Ilepefadyyl MyTalpii y 060MX pOmu-
Tejlell, ¢ HEKOTOPBIMU MCK/IIOUEHNAMU B 3aBUCUMOCTU OT
110712, KOTOpbI€ NPOSIBJIAIIOTCA TO/IbKO Pa3HBIMIU 4aCcTOTaMU
TIPOABJICHNA U PA3HOM TSKeCThbIo TedeHuA. [Ipu ayTocoMHO-
TOMMHAHTHOM TUIIe HACTIEOBAHIIA MY)KUYMHBI ¥ KEHIIHBI
PaBHOBEPOATHO IEpealoT MyTaLUIO JEeTAM /T000ro Mmosa.
Oco6eHHOCTI PerecCMBHOTO U JIOMUHAHTHOTO TUIOB Ha-
ClefloBaHMsA OIIpefie/ieHbl PaBHOBEPOATHBIM paclpesiere-
HMEM 22 map ayTOCOM B COMAaTMYeCKMX K/IETKAX MY>KYMH U
JKeHIIVMH YacTO C JIOBONMbHO TTOHATHBIMU UCKITIOYEHUAMN,
Benb Gymyiuit pe6eHOK IONy4aeT OT POLUTENeil He TeHBl,
a ux auemn. [IposiBreHue mpusHaka mocie 00beaVHEHNS
asiyeneit MOJYNHACTCA BApUAHTY NOMMHMPOBAHUA, a B pe-
3y/IbTaTe CeNIEKTUBHOIO IIPEMMYLIeCTBA F€TEPO3UTOT YaCTO-
Ta IpOsiB/IeHNs 06O/e3Hell O ayTOCOMHO-JOMIHAHTHOMY
THUIIY BBIIIE, YeM TI0 ayTOCOMHO-DPEI[eCCMBHOMY IIPU PaB-
HoM (1:1) COOTHOLIEHNM NTOJIOB IIPY PO>KAECHNN.

HacnenoBaHue, CuelIeHHOe C MOJIOM, MMeeT 0COOeH-
HOCTH, KOTOPbIE OIIpefie/ieHbl HEPaBHOMEPHBIM pacIipefie-
JIEHVEM TIOJIOBBIX XPOMOCOM Y MY>KUYMH M JKEHIIVMH, Pa3HbIM
KOJIITYeCTBOM TeHOB B X U Y-XpPOMOCOMaX, Ha/ln4yeM B HUX
TOMO- ¥ Te€TepPOTOTMYHBIX YIaCTKOB, 3aKOHOMEPHOI MHaK-
TUBaIyeil ofHOI X-XpOMOCOMbI B YKEHCKOM OpTaHM3Me.
My>k41HBI MMeIOT OIHY X-XPOMOCOMY, @ KeHIIMHBI — JIBE.
I[Ipu 3TOM reMusuroTHoe cocrossume X Y 1m0 MyTaHTHOMY
a/utenio peHOTUNMYECKN BCer/ja MPOSIB/LIETCS MPU3HAKOM
nn 60/e3HbI0, a B )KEHCKOM OpraHmame s ux QexHorn-
IIMYeCKOTO TPOsIBIeHNs TpebyeTcss FTOMO3UIOTHOE COCTOs-
Hue X X . MonexkynsapHble ocobeHHOCTU cTpoenusa X u Y
xpomocoMm obcyxianuch Hamu panee [13]. He ocranas-
JIMBAsICh HA ATUX AETA/LIX HEOOXOANMO 3aMeTHUTh, YTO OHM
JIEITIV B OCHOBY BbIfIEJICHNSI PELIECCUBHOIO 1 TOMUHAHTHO-
ro X-CLIeIUICHHOTO HAC/eflOBAaHNs IIPU3HAKOB 3abosieBa-
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Huit. B 37011 cBA3M mpu penecCMBHOM X-CILIENJIEHHOM Ha-
CllefloBaHMM MYTaHTHBIN ajjieNb HUKOIZA He IepenaeTcs
OT OTIa K ChIHY, HO IepeflaeTcsl BceM ero fodepam. Ilpn
X-Cllen/IeHHOM JIOMMHAHTHOM BapuaHTe Hac/leOBaHNUA
MMEET MECTO PAaBHOBEPOATHBIN PUCK HACIENOBAaHMUA IIPU-
3HaKa OT Marepu. IIpm BceM MHOroo6pasyum BapUaHTOB
nepefadyy MprU3HaKa IOTOMCTBY 2/3 cirydaeB nepefady mpu
X-CIIeN/IEHHOM PEeleCCMBHOM Hac/IefOBAaHUM ITPOUCXOAUT
oT MaTepn. [Ipyu romanipuyeckoM TUIle Haclef0BaHNA IPK-
3HaK BCerfia Iepefaercs OT OTIA ChIHOBBAM.

Takum 06pasoM, HpM HACTETOBAHUM, CLEIIEHHOM C
10710M, HAOMTIONAIOTCS BapUAHTbI POANUTENBCKOII HMepefaun
[IpU3HAaKa, KOTOPbIE 3aBUCAT OT Pa3HO00Opasysa CTPOCHN U
HOBEJIeHN A TeTePOXPOMOCOM B OT/INYME OT OZHOOOPa3HOTo
COCTOsTHMSA 22 TIap ayTOCOM Y 000UX IO/IOB.

Heo6xopuMo MOTYEpPKHYTDb, YTO 22 Iapbl ayTOCOM He
MOTYT OHpeNeNATh 0COOEHHOCTV HACAeOBaHMA IIPU3HA-
Ka B 3aBUCHMOCTH OT IIOJIa, Beflb KPOMe TOTO, YTO ayTOC-
MBI MY>XCKUX Y >KEHCKUX TaMeT HeCyT ajUIelM OT 00oux
II0JIOB, aJUIe/b JIF060T0 ayTOCOMHOIO FeHa SKBMBAJIEHTHO
IepefilaeTcsi OT pOpMTeNA /M000ro moma pebeHKy moboro
11071, TIO3TOMY ITOMCKYM MYTaLMil B @y TOCOMaX C IOIBITKOM
OIIpele/INTh UX POFUTENIbCKOE IIpeobnaanme MaonHpop-
MAaTMBHBI. 3aCTy)XUBaeT BHUMaHUA UHPOPMALA O YMCTIe
MyTanuil de novo, KOTOpas oInpefeneHa B MOMY/IALN
6e3 ydeTa pOJIUTEeNLCKOTO HAC/IeIOBAHNA Yepes CpefjHee
YMC/IO ONHOHYK/IEOTU/IHBIX MyTallUii Ha CAT ¥ COCTaB-
nger 70 HOBBIX MyTal[uii B T€HOME YENOBEKA HA IOKO- |
nenne [24].

CylLecTBYIOT TreHeTMYecKye OO/Ne3HU OFHOIO Ba-
pMaHTa MyTauuii, KOTOpble JEeMOHCTPUPYIOT BCe
TUIBl HAaCNeJOBAaHUA: JTOMMUHAHTHBINA, PeLeCCUBHbIN,
X-CIeNIeHHBII ¥ BapMaHThl POAUTENHbCKOTO IPeod-
MajlaHusA OT HAMYMsA MYTalMu Ha ayTocomax mwin mo- |
JIOBBIX XpOMOCOMaX (CM. «DKCIIAHCUA HYKICOTUIHBIX
LIOBTOPOB»).

IKCcHaHCHMA HYKICOTUJAHBIX NMOBTOpoB. OmmcaHa
HOBasl IPYyIIa MyTalluii, BBI3BIBAIOIIUX OCOOBI KIacc
reHeTU4eCKIX O0me3Hell — 60/Ie3HM SKCIIAHCUY HeCTabMIb-
HBIX HYKJICOTUJHBIX IIOBTOPOB [15]. DkcmaHcusA o3HadaeT
yanuHenue ydactka JJHK B mpememax maTomorm4eckoro
reHa. [lepBoHayaIbHO OBUINM ONMCAHDI BAPMAHTBI YBeIye-
Hus uncna tpunykneorugos (FAT, LT, IIT, TAA, TYT),
OJJHAKO MajbHENIINe MCCIEeNOBAHMsA II0KA3aIM, YTO IKC-
MaHCUsl MOXeT BO3HMKaTh oT derbipex (LILITT) m marm

AUG

UHTpOH

U perynATopHble yyacTku (puc. 4). B reHax gukoro tuma
3aperuCTPUPOBAHO OIIpele/IeHHOe YMUC/IO IIOBTOPOB, IIpe-
BbIIIEHVE KOTOPBIX BBILIE IOPOTrOBOI [O3bl IPUBOIUT K
IMATOIOTUYECKMM COCTOSIHUAM. [lokasaHa 3aBMCHMOCTH
OIIpeJie/IeHHON HO30/IOTMYeCKO POPMBI OT THIIA TPUIIIETA,
[TOfIBEPrierocs skcancuu (puc. 4, tabm. 2).

IKCIAHCKUA HYKIEOTU/IHBIX ITOBTOPOB 3TO IPYIIIA MY-
TalNil, OT/IMYUTEIBHOI 0COOEHHOCTBIO KOTOPBIX SIB/ISETCS
CIOCOOHOCTh HAKAIUIMBATh YJCIO IIOBTOPOB B IIpoLjecce
permukanyyt u penapanuu JHK, npu aTom HakammmsaTb
YJC/IO TIOBTOPOB JaXke B HENEAIIMXCSA KIeTKaX (Heipo-
Hax). V3BecTHO OKO/MO 20 607e3HelN, BhI3BAHHBIX SKCIIAH-
Crielt IOBTOPOB, Bce 60JIe3HM IIEPBUYHO HEBPOIOTMYECKUE.
BapuanTsl 60/1e3Hel JeMOHCTPUPYIOT BCe THUITBI HACTIe[0Ba-
HUA: JJOMVHAHTHBIN, pelleCCUBHBIN U X-CLeNIeHHbIN, a TaK
JKe POIMTENbCKOe TIpeobnajjanme Py KCIHaHCUU. B vact-
HOCTH mpu 6o7mesHu [eHTMHITOHA YCTaHOBIEHO Ipeobya-
IaHVe OTLIOBCKOIT ITepefiadn MOTOMCTBY 9KCIIAHCHIL 11 bortee
4acToe ero IIPOUCXOKeHIe B MY>KCKOM raMeToreHese. B To
JKe BpeM: CUHZIPOM JIOMKOII X-XPOMOCOMBI IeMOHCTPHPYeT
Tlepefiaqy MyTaHTHOTO aJ/IefIs OT MaTepy, HO He OT OTIIA.

TakuM 06pa3oM, IABHOI OCOOEHHOCTHIO AKCHAHCUN
HYKJIEOTU/THBIX TIOBTOPOB fABJAETCA yBeludeHNe YucIa
IIOBTOPOB M3 MOKOIEHUsI B IIOKOeHMe. DTy 0COOEHHOCTh

[T

42

55

Puc. 5. PogocnoBHas ceMmbu ¢ 601e3Hb10 lenTnHrTOHa [15].

103

MYTallMy XOPOLIO WIIICTpUpyeT 00/e3Hb [eHTUHITOHA.
bonesHp ABAAETCA CIEACTBIEM 9KCITAHCHN TPUHYKICOTHAA
ITAL. B HOpMe TeHBI, IOABEpPralonecs YAIMHEHNIO (3Kc-
maHcun), copepxar ot 9 go 35 mosropos LJAT, a morpanmy-
HOe KO/IMYeCTBO IIOBTOPOB 0T 36 o 39. Kak To/bko 4ncio
IIOBTOPOB IIPEBbIIIAET 39 — PasBMBAETCA MATONOIMYECKOE
cocrosguue. Anmnenu ¢ unciom nosropos AT Ha BepxHMX
Ipefenax  HOPMBbI
Ha3bIBAIOTCA IIpe-
My TanusMU. Ha
puc. 5 T1moOKaszaHa

CToNn-KoAoH

{ sm -
5 5" UTR )

(CGB),

(CGG)ny200 (CGG)ne0 1o 200

(GAA), (ccue),

(GAA) 2200 (CCTG)pz75

Puc. 4. BonesHn skcaHCUM TPUHYK/IE€OTUIHBIX IIOBTOPOB.

(ATTIT) HyK/IEOTMIHBIX IOBTOPOB.
HyxneoTuaHble IOBTOPBI B COCTaBe IeHa MOTYT 3aHM-
Marb Kopupylomue (9K30HbI), HEKOAMPYIOLe (MHTPOHBI)

MYTa].H/II/[ CO BCTaBKOI1 OO/IBIIOTO YKCIa HYKJIEOTUAO0B —

60/1€3H SKCITAHCUY TPUHYKJIEOTUIHBIX IIOBTOPOB

pomocnoBHasg  ce-
MbM C 0OJIe3HBIO
TenTunrTOHA. y
orra (I-1) 6omesun
6b1a  IMArHOCTU-
poBaHa B BO3pacTe
64 net, obHapysxe-
HO 37 TIOBTOpOB
IJATL. YetBepo ero
TeTell yHac/lIefoBaNnK ajijenb C yBeIMYeHHBIM YMCIOM I10-
BTOPOB, NPEBBIIIAIIINM 4YMC/I0 NOBTOpOB oTua. Hetn I-2,
I-4, I-5 6ombHBI U 3a6071enM B Bo3pacte 40 j1eT. bonee pan-
HUJ BO3pacT Havasa 3ab0/IeBaHusA y geTell 10
CPaBHEHMIO C POIMTENIAMU MOMYyUM/T TEPMUH
AHTUIINIIAIIVA.

ComaTmyeckne MyTanum y ocobeil pas-

(CAG), (cue),

(CTG)n250

(CAG)y240

Tabnuuya 2

Hosonorunuyeckasa TpuHykneotugHbie | Yncno Yncnoy |Tun HDBIX NONOB. [IpakTMyeckmil CMbIC/T aHAMU3a
dopma NoBTOpbI B HOpMe | GOMbHBbIX | HACNEAOBAHMA | MyTalMil B COMATHYECKMX KJIeTKaX JIOfel
BonesHb leHTuHrToHa | CAG 6-35 36-120 AyTocomHo- ompefieisIeTcsA  CIIOCOOHOCTBIO  OFHOM  My-

AOMUHAHTHbI TAHTHOJM KJIETKM, KaK CJIeICTBJ€ HEKOHTpPO-
MwnoToHunyeckan c1G 5-35 >200 AyTOCOMHO- IUpyeMoil depesipl Jiefienuit, 06pa3oBbIBaTh
anctpodua [OMMHAHTHbBIN | OIYXOJIb, KJIETKM KOTOPOM C GOBIION HoTelt
C1HZPOM IOMKOW CGC 6-50 >200 X-cLuennieHHbIn BEPOATHOCTU MOTYT IIEPEPOXKAATHCA B 3/I0Ka-
X-XPOMOCOMBbI AOMWHAHTHbIA | decTBeHHBbIe [2,7,11]. MyTanumu comarndeckmx
CnnHobynbbapHas CAG 10-30 35-60 X-cuennennbiii | KAETOK IIOAPA3NENIAIOT HA CIIOHTAHHBIC U MH-
MblLIEYHas aTpodus AOMUHAHTHbIN AynupoBaHHble. [lo cux mop oduiumanbHas
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BepcusA OHKOreHe3a CKJIOHAETCA B IOAb3y UH-
AyLYIPOBAHHBIX MyTaLMil KaK Ipeo6rafaonieit
NPUYMHBL PaKOBBIX IepepoxxpeHmit. OpgHaKo
MPOCTBbIE PacyeThl U pe3yabraThl 0QUINATbHOIN
CTaTUCTUKM TTO3BOJISIOT 00JIee O6'bEKTUBHO Olje-
HUTD POJIb MHYHMPOBAHHBIX U CTIOHTaHHBIX MY-
Taluit B OHKOreHe3e. EC/tu MCXOMUTh U3 TOTO, 4TO
Ka)XJ0e MUTOTMYECKOE Je/leHNe COIPOBOXK/AeT
110" omm6OK permkanyy Ha OfHO OCHOBaHMe
ITHK, a Ha BeChb KJIETOYHBIN reHOM YenmoBeka 1071
X 6,3 x 10° = 0,63 MyTanuii, TO KOTUIECTBO CO-
MaTU4YeCKUX MyTaluil 3a BeChb IIepIOJ] Ye/loBeye-
CKOJ1 >KM3HY, [J11 KOHKPETHOT'O K/IETOYHOTO TUIIA
onpepensaercsa Benmaunoi 0,63 X n HOBBIX MyTa-
LW, Te N — YMCI0 MUTO30B KIeTOYHOTO THUIIA.
Uncmo MUTO30B BCeX KIETOYHBIX TUIIOB Ye/l0OBe-
ka omnpeperneno 10" [3]. Hanbonpiuas npommde-
paTyBHAsA AKTUBHOCTD IPYUCYILA SN TEIMATIbHBIM
[2,4] u remonoaTyeckum TkaHAM [2,8], Kak u3-
BecTHO 90% omyxoseil ABNAITCA KapLMHOMaMU,
a MMQOMBI U JIEKO3bl COCTABIAIT 3HAYNTE/Ib-
HYIO JIOJIIO 37I0KQ4eCTBEeHHBIX HOBOOOPA30BaHMIL.
PacueTHOE 4MC/I0 MyyTaLMil, HUKOITA He peanin-
3yeTcsi 3a C4eT KOPPEKLMI OLIMOOK CUCTeMOII pe-
Tapanuy, BapnabeTbHOCTN TeHeTUYeCKOTo KOofia
(25%), BO3HMKHOBEHMSI HEMITPATbHBIX MYTALVIA,
HEIIO/IHOJI IIeHeTPAaHTHOCTYM UM BO3MOXKHO psifia
[I0Ka HEIIOHATHBIX IIPUYMH, OJHAKO KO/INYECTBO MYyTaluil
B KJIETKaX 4e/I0BEYeCKOr0 OPraHN3Ma, BOSHMKAOLIVX TO/b-
KO B pesynbTare npegmurtorndeckoin pernmkanun JTHK n
HECOBEPIIIEHHOTO MUTO32, 3HAYMMO OCTAETCS OOJBIINM.
OueBHUHO, YTO YMCIO MYTalUil YBeIMUNBAETCS C BO3pac-
TOM J 3TOT TIOKa3aTelb XOPOIIO KOPPEeNUpyeT C CyNepin-
HeJIHbIM yBelIM4YeHMeM KOMNYeCTBAa BHOBb AMATHOCTUPO-
BAHHBIX CJIy4aeB paKa C BO3pAacTOM B Y€TOBEYECKOIl MOIIy-
nanum. IIpy 3ToM KommdecTBO BHOBb AMATHOCTMPOBAHHBIX
CITy4aeB paka 3HaYMMO BBbIIIe B )K€HCKOIT YaCTy MOMy/IALNN
(puc. 6).

Bo BTOpOM cCOOOIIeHNN IIpefIonaraeTcsi 06CyauTh

Yucno cnyyaes paka Ha 100 Tbic.
HaceneHma
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Puc. 6. 3a60eBaeMOCTb paKOM C BO3PACTOM yBemuunBaeTcA [3].

IIPUYMHBI CXOACTBA N paanwmﬂ 6MOIOrMYeCKUX U ICUXO-
(bI/ISI/IOHOI‘I/I‘{eCKI/IX 9EPT IMIHOCTN MYXXYINMH N JKEHIIINH.

Kongnuxm unmepecos. Asmop 3asiensem 06 omcym-
CMBUL KOHPUKMA UHINEPECOB.

IIpospaunocmo uccnedoséanus. Viccnedosarue He ume-
710 CHOHCOPCKOLL noddepicku. Vccnedosameny Hecém nonHyo
0meemcmeeHHOCMb 3a npedocmasieHue OKOHUAMENbHOL
8epcul pyKonucu 6 neuamo.

Hexnapauus o punancoevix u uHvIX 63aumodeticmeu-
ax. Asmop paspaboman KOHUeNUuio 1 OU3AaiiH Uccned08aHus,
Hanucan pyxonuco. OkoHuamenvHas 6epcust pyKonucu 6ouia
um 0006pera. Asmop He nomyuan eoHopap 3a uccrnedosarue.

Mamepuan nocmynun 6 pedaxuyuio: 23.12.2018 e.
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HEKOTOPbIE ACMEKTbI CMUHAJIbHOW BOJIN Y MALMEHTOB PA3JINYHOIO NPOOUNA

Iesuenxo H.B.", Xyosxos C.H.", Kysneyos C.M."?, Japmaes A.J[.", Yenunoea EJI.', Onuuyx 10.B.!
("Dumman Nel OTKY «425-BI'» Muno6oponst Poccuu, Vpkyrck, Poccust;
*VIpKyTCKUIL TOCYIapCTBEHHbII MEAUIMHCKII YHUBepcuTeT, VIpKyTcK, Poccus)

Pestome. [Tpo6ema crimHambHONM GO/ SIBISIETCST aKTYA/TbHOI He TOMBKO B OTE€YECTBEHHOI, HO U B 3apyOeKHOIT Me-
AunyHe. PacmpocTpaHEHHOCTD 6OMM B CIMHE CPefyl HACeTeHUs! YPe3BBIYAlIHO BBICOKA — He MeHee 20-35% B3pOCTbIX.
OrMeuaeTcs yBenndeHe 6OIbHBIX MOJIOLOTO BO3PACcTa, CTPAfAIOINX CIIMHAIBHBIMK 60/AMIL. B JaHHOM IuTepaTypHOM
0630pe paccMaTpuUBaIOTCS Hambojlee pacpoCcTpaHéHHble IpMYMHbI Oonteit B ciimHe. [IpencrasieHs! fauuble it gudde-
PEHIIMATbHOM IUarHOCTKY 3a060/IeBaHNIT, KOTOPbIE TIPUBOJISAT K BOSHMKHOBEHMIO Oortelt B crmHe. IIpeaoskeHa TakTiKa
BefleHVIs TAHHOM KaTeTOpuy MaIlieHTOB.

KiroueBbie cnoBa: criHanbHast 6071b; 60/Ib B CTIMHe; 9THOMOrHs; AnuddepeHnanbHas AMarHOCTIKA.

SOME ASPECTS OF SPINAL PAIN IN PATIENTS OF DIFFERENT PROFILE

Shevchenko N.V.!, Khudyakov S.N.!, Kuznetsov S.M."?, Darmaev A.D.", Chepinoga E.L.', Onishuk, Yu. V'
('Branch Ne 1 FGKU “425-VG” Defence Ministry of Russia, Irkutsk, Russia;
Irkutsk State Medical University , Irkutsk, Russia)

Summary. The problem of spinal pain is actual not only in domestic but also in foreign medicine. The prevalence of back
pain among the population is extremely high - at least 20-35% of adults. There is an increase in young patients suffering from
spinal pain. This literature review covers the most common causes of back pain. The data presented is used for the differential
diagnosis of diseases leading to back pain. The tactics of management of this category of patients is proposed.

Key words: spinal pain; etiology; differential diagnosis.
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