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CHCHJICHHI)IC C IIOJIOM IMPHU3HAKH OIIPCACTIAIOTCA I'CHAMMU,

PacCIOI0KEHHBIMH B MOJOBBIX XpoMocoMax (XX y :KeHITUH U XY Yy My»XYHUH).
[Ipu nokanu3anuu rea B Y -XpOMOCOME HACIIEI0BAHUE MMPOUCXOJIAT MO MYKCKOM
JIMHUM Y HAa3bIBAECTCA FOJAHIPUYECKAM HacienoBanueM. [Ipusnak nepenaercs ot
OOJBLHOTO OTIIA K CHIHOBBSM, BHYKaMm, MPaBHYKaM M T.[I., TAK KaK CHIHOBbS
MOJIYYarOT OT OTIIOB Y -XpoMocoMy. Jlouepu OObHBIX MYXYHH 3JOPOBBI M X
JIETU TAKXK€E 3/I0POBBIL, TOCKOJIbKY JI0YEPH MOJIYHaIOT OT OTIOB X-XPOMOCOMY.
Oco0eHHOCTH HACE0BAaHUSI PU3HAKOB, ONPEIETAEMbIX TeHAMU,
JIOKAJIM30BaHHBIMU B TIOJIOBBIX XpOMOCOMaX, OOBSCHAIOTCSI TEM, UTO B
YXpoMOCOME TEHOB COBCEM HEMHOTO, U 3HAUUTEIIbHAS YaCTh U3 HUX HE
rOMOJIOTHYHA reHaM X-XpoMOocOMBI. B Y-XpomMocoMe HaXOoasTCsl TeHbI,
JIETEPMUHUPYIOIINE PA3BUTUE CEMEHHUKOB, OTBEYAIOIIUE 3a CIIEPMATOTECHE3,
KOHTPOJMPYIOIINE UHTEHCUBHOCTh pocTa U T.11. Kitaccuueckum npumepom
TOJIAHAPUYECKOTO HACJIEAOBAHUS SBJISECTCS TUNIEPTPUXO03 YIIHBIX PAKOBUH

[Tpu X-cuemieHHOM HACIEeA0BAHUM KEHILUHBI, UMEIOIME B HOPME JBE
XXPOMOCOMBI, MOTYT OBITh TOMO3UTOTHBIMU U T€TEPO3UTOTHBIMH.
['eTepo3uroTHbHIC KEHIUHBI OYAYT SBJISITHCS MO3aUKaMU IO TIPOSIBIICHUIO
MPU3HAKA, B CBA3U C TEM, YTO B UX COMATUYECKUX KIIETKAX OJHA U3 X-XPOMOCOM
VHAKTUBUPYETCS], IPUYEM MHAKTUBALIUS IIPOUCXOIUT COBEPILIEHHO CIYyYaHO.

[ToaTOMY YacTh KJIETOK Teja OyJIeT UMETh aKTUBHYIO X-XPOMOCOMY C

pelieCCUBHBIM ajijiesieM TeHa (Xa ), a ipyrasi 4acTh — ¢ IOMUHAHTHBIM ajliesieM
(XA) (cwm. Bermie). MuaktuBupoBaHHas X-XpoMocoOMa HECET TOIBKO HEOOJIbINOe
KOJIMYECTBO PabOTAIONIMX T€HOB B KOPOTKOM IIJIeUe U HA3bIBACTCS TEIbLIEM
bappa. noraa rerepo3urotHbie skeHIUHbBI (XAX a ) MOTYT OKa3aThCsi 00IbHBIMHU
M3-3a CIIy4YalHOU MHAKTUBALUH XXPOMOCOMBI C HOPMAJIbHBIM JOMHUHAHTHBIM
aysiesnieM B OOJBIIMHCTBE KIETOK. UeM OombIlie KIIeTOK OyAyT UMETh
paboTaronryto X-XpoMOCOMY C MyTaHTHBIM PELIECCUBHBIM aJlIENIEM, TEM TsDKelee
OyzneT BeIpakeHo 3a0oseBanue. [IposiBjIeHNE OTAETBHBIX TPU3HAKOB 3a00JIEBAHUS

IIpHu pCUCCCUBHOM XCHCHHCHHOM HacCJICa0BaHUHU MOXXHO Ha6J'II-0I[aTI> y



reTEePO3UTOTHBIX KeHIMH. Hanpumep, ripu cuaapome ¢paruiabHoi (JioMkoit) X-
xpomocoMbl (cuapoM Maptuna-benna) y 30% rerepo3uroTHbIX HOCUTEIIBHUI]
HaOII0AaI0T oTepto naMmsTH. PerieccuBHbie X-ClieTIeHHbIE 3a00JI€BaHUS
BCTPEYAIOTCS OTHOCUTEIBHO peako. K 3ol rpynne 0one3Hel MOKHO OTHECTH
MbItedHyro guctpoduto Jromenna (1:3 000 xuBOPOKIEHHBIX MATbYMKOB),
CHUHJIPOM TECTUKYJIIpHOU eMUHU3AINH, Wiu cuHapoM Moppuca (1:65 000
MabunkoB), remoduans A u B (1:2 500 skuBoposkI€HHBIX MAJIBYHUKOB),
HACJIEICTBEHHAs] HEJIOCTATOYHOCTH TITI0K030-6-hocdatnerunporenasst (I'-6-D/II")
u 1p. B ciyyae poacTBEeHHOTO Opaka BO3MOXKHO POXKACHUE OOIBHBIX TOUYEPEH.
Hanpumep, B uelickoil ceMbe B pOJICTBEHHOM Opake, 3aKII0UEHHOM MEXTy
JIBAYKIIbI IBOIOPOIHBIMU OOJILHBIM TeMo(uiinel 6paToM U 310pOBOM CECTPOH,
POIUITUCH JIBE J0UepH, O0JIbHBIE TeModneil. MaTh 3TUX J1eBoYeK Obliia
3I0POBOI IeTePO3UTOTHON HOCUTEIBHUIICH PELIECCUBHON MyTalllu, a 00€ Jo4epu
cTpajaiv reMo(pureit CpeTHel CTENeH! TSHKECTH, Tak)Ke Kak U 00JIbHOM OTell,
MOCKOJIbKY Y HUX CUHTE3UPOBATIUCH (DAKTOPHI CBEPTHIBAEMOCTH KPOBH, UMEIOIIINE
HE3HAYUTEIbHbIE TOBpEekAcHUs. B ciiydae X-ClIeTIEHHOTO JOMUHAHTHOTO THUIIA
HaCJeI0BaHUs Y OOJIBLHOTO OTIIAa BCE JOUEPhI OOJIbHBI, @ CHIHOBbS 3JI0POBBI,
MOCKOJIbKY JIOYEPH MOJIY4aroT OT OTIIOB X-XPOMOCOMY C MATOJIOTHUYECKUM IF'E€HOM,
a CBIHOBBA MOTyYaroT YXpoMocomy. Eciu e B cembe 00JIbHA MaTh, U OHA
SBJISIETCSI TE€TEPO3UTOTOM, TO Y HEE MOTYT ObITh OOJIbHBIC U 3/TOPOBBIE CHIHOBBS U

o4yepu
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B MMOCICAHNEC ACCATHUIICTHUA HAKOIIMJIIOCHh MHOT'O (I)aI(TOB, CBUACTCJIBCTBYIOIINUX O
HaJIMYUU OOJIBIIIOTO YHMCIIa OTKIOHEHHH OT MCHACJICBCKUX THUIIOB HACJICAOBAHU.
K HCMCHICINPYIOIIHUM 3a00JIeBaHMSIM C HCTpaIUIIMOHHBIM THIIOM HAaCJICIOBAaHMA,
OTHOCATCA MUTOXOHIPHUAJIBHBIC 6OJ'I63HI/I, OJHOPOAUTCIIbCKHUC TUCOMMH, 0oJIe3HU
I€HOMHOI'O UMITPUHTHHI'A, @ TAKKC Oone3Hu OKCIIaHCHH, 06YCJIOBJ'I€HHBI€

MPUCYTCTBUCM JUHAMUYICCKUX MYTaHHﬁ.

AnHanu3 xe sBICHUI COCIIJICHHOT'O HACJICA0BAaHMA, KPOCCUHI'OBEPA, CPABHCHUC



FeHETUYECKON U HI/ITOJIOFHHGCKOﬁ KapT IIO3BOJIAIOT C(i)OpMy.TII/IPOBaTB OCHOBHBIC

ITOJIOXKCHUA XpOMOCOMHOﬁ TCOPUH HACICACTBCHHOCTHU:

o ['eHbI HAXOAATCA B XpOMOCOMAX.

o ['eHbI pacnoyIOkKEHBI B XpOMOCOME B IMHEWHOU MOCIEA0BATEIbHOCTH.

o PasnmuHbIe XpOMOCOMBI COIEPKAT HEOAUHAKOBOE YUCIIO reHoB. Kpome Toro,
HA0Op T€HOB KakJ10M U3 HETOMOJOTUYHBIX XPOMOCOM YHUKAJIEH.

o AJIenu reHOB 3aHUMAIOT OJIMHAKOBBIE JIOKYChI B TOMOJIOTHYHBIX XPOMOCOMaX.

o ['eHbl 0IHOM XPOMOCOMBI 00Pa3yIOT TPYIIITY CIEIJIEHHUS, TO €CTh HACIEAYIOTCS
MPEUMYIIECTBEHHO CIEIIJICHO (COBMECTHO), O1arogaps yeMy MpoOUCXOIUT
CUEIUICHHOE HACJIEOBAHUE HEKOTOPBIX MPU3HAKOB. UMCIIO TPYIIN CUEIUICHUS
PaBHO TarIONIHOMY YUCITY XPOMOCOM JJAaHHOTO BUA (Y TOMOTaMETHOTO 10J1a)
uiu Oosblie Ha 1 (y reTeporaMeTHOro Iosa).

o CuermieHne HapyIAETCs B PE3YJIBTATE KPOCCUHIOBEPA, YACTOTA KOTOPOTO
MPSIMO TIPOTIOPIIMOHATIbHA PACCTOSIHUIO MEXTy T€HaMH B XpOMOCOME (TI0ITOMY
CHUJIA CIICTUICHUSI HAaXOJIUTCA B 0OPAaTHOMN 3aBUCUMOCTH OT PACCTOSHUS MEKITY
reHaMU).

o Kaxnpliit Ononornyeckuii BUI XapakTEepU3yeTCs ONpeeIEHHBIM HA00pOM

XPOMOCOM — KapHUOTHUIIOM.
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