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LUVITOrEHETVIKA PENIPOLYICIVIBHBI HAPYLUEHVI Y MY HUH

XPOMOCOMHbIE aHOMaNUM SBNSIOTCH PACNPOCTPAHEHHOM MPUYNHOM My>XXCKoro becnnoaums. LinToreHeTnyeckme MeTonbl UCC-
NefoBaHNS B COMETAHWM C COBPEMEHHbLIMM BCMOMOTaTeNbHbIMU PENPOAYKTUBHBIMU TEXHONOMMSIMA MOTYT B Psifie CllyHaeB Cy-
LLLIeCTBEHHO MOBbICUTb PENPOAYKTUBHbIN CTATYC MY>XHMH C HapyLUeHVAMK PepTUABHOCTH, a TakXKe CHU3UTb PUCK POXKAEHNA Ae-
Tel C aHOMasNbHbIM KapnoTUMOM. PaccMaTpuBaloTCA PasnmyHble TUMbl XPOMOCOMHbIX HapyLeHW, acCoUMMPOBaHHbIE C
MY>XCKMM Becnnofmem, 0bCy>KAatoTcs NX KIIMHUYECKMEe MPOSBIEHNS Y BO3MOXHbIE MEXaHW3Mbl BIMSIHAS Ha PenpoayKTUB-
HYIO DYHKLUMIO.
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CYTOGENETICS OF REPRODUCTIVE DISORDERS IN MEN
Chromosomal abnormalities are a common cause of male infertility. Cytogenetic methods in combination with modern assis-
ted reproductive technologies may, in some cases, significantly improve the reproductive status of men with impaired ferti-
lity, as well as reduce the risk of having children with an abnormal karyotype. Different types of chromosomal abnormalities

associated with male infertility are considered, clinical manifestations and possible mechanisms of influence on reproductive
function are discussed.
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leHOMHBIE T XPOMOCOMHBIE MYTAIIH 3aTParnBaioT
I[esIble XPOMOCOMBI UM 3HAYNTEIbHBIE TI0 pa3Me-
py yuactku /ITHK 1 MoryT 6BITh HACHTH(MUIIPO-

TEHETHYECKUX I10JAX0/J0B. HHTOFeHeTI/I‘IeCKI/Ie uccjaeg0-
BaHUA HAIJIN IMWPOKOE NpUMEHEHUE B MeIII/IL[I/IHCKOIL/,I
IIpaKTHUKE IIPU BBIAACHEHNU NIPUYNH YXY/AMIEHUSA 310PO-

BaHbBI COBPEMEHHBIMI ITUTOTEHETHYECKUMHU METO/ITaMy, B
TO BpeMs Kak 6osee Menkne nsmenenns [JHK na ren-
HOM ypOBHE TPe6YIOT I IUATHOCTHKU MOJIEKYJISIPHO-
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BbSI YeJIOBEKA, B TOM UHCJIE B YACTU CHIKEHUS €TO Perl-
POMYKTUBHBIX BO3MOXKHOCTeN [4, 7].

Jlantbie psifia HE3ABUCHMBIX KJIMHUYECKUX HAOTIOIE-
HII, OXBATBIBAOIINX B 001eil caokHOCTH modTh 10 ThI-
cs14 GECIIOAHDBIX MYSKUIH, TIOKa3aJd, 4TO 4aCTOTa XPOo-
MOCOMHBIX HApyIIeHuUi B 3TOH KOTOpTe AOCTHTAET 5,8 Y.
B o6benunentoii Bbibopke n3 94465 HOBOPOXK/IEHHBIX
MaJbUYUKOB, 06CIETOBAHHBIX B TO K€ BpeMs, 3TOT TO-
Kasaresab cocTaBuiI juirb 0,38 %. AHOMaINM MTOJOBBIX
XPOMOCOM BCTPEYAJNCh B TEPBOil TpyIie B 4,2 % ciy-
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LUNTOTEHETUKA PEMPOOYKTVBHbIX
HAPYLLEHWUA Y MYX4YUH

4aes, a BO Bropoil — jmiib y 0,14 % o6ciemyembrx. Yac-
TOTA MyTalluil, CBSI3aHHBIX C ayTOCOMaMHU, COCTABJIsLIA
B ZIByX BbIGOpKax 1,5 % u 0,25 %, coorBercTBeHHO [14].
ITO 1 aHATIOTHYHBIE MCC/IEOBAHIS OHO3HAYHO yKa-
3T Ha TIPSIMYIO CBSI3b MEXKIY XPOMOCOMHbBIMHU HAPYIITe-
HUSIMU U CHUJKEHHEM PENPOAYKTUBHOTO CTATyCa MYK-
upn. He ciayvaiino, nuroreHeTHYeCKUii aHaIU3 BKIIOYEH
KaK B OTE€YECTBEHHBIE, TaK W 3apyOeKHbIE CTAHIAPTHI
MeIuIHCKON moMomu tpu Gecrioguu [10, 15]. Hu-
TOTE€HETUIECKOE MCCJIEJOBAHIE, ITPEKIE BCETO, TIO3BOJIS-
€T yCTaHOBUTH BO3MOJKHbIE TPUYMHBI Oecruionust. [Ipu
BBISIBIEHUH XPOMOCOMHBIX aHOMAJIIIT OIEHUBAIOTCS TITAH-
CBI TIAIIMEHTA Ha PENPOIyKTHBHBIE ycrexXu. B HEKOTOPbhIX
CJIyYasix BO3MOYKHO HCIIOJb30BAaHUE BCIIOMOTATETbHDBIX
PENpOAYKTUBHBIX TexHoJoruii [11, 14].

YNCNEHHbIE AHOMAJIU XPOMOCOM
NP MY>XXCKOM BECIJ1IoANN

Yuc/ieHHbIE AaHOMAJIUH TIOJIOBBIX XPOMOCOM, B OTJIH-
4pe OT ayTOCOM, OGBIYHO HE CBSI3AaHBI C TSKEJIBIMU U
HECOBMECTHMBIMU C JKU3HBIO TOPOKaMu pa3Butusi. 11o-
3TOMY TaKHWe aHeYIIONINN TPeobIaaoT CPea BCEX TH-
OB XPOMOCOMHBIX aGeppariii.

Cundpom Kaaingpervmepa (CK) — naubosee uac-
TOE TeHeTHYecKoe 3a60/IeBaHIe, aCCOIMUPOBAHHOE ¢ Gec-
wioaueM y MyskarH. OHO CBSI3aHO C MPUCYTCTBHEM B Ka-
puoTHuie 60JBHOTO JOTIOJHUTETBHOR X-XpoMocoMbr (Ka-
puorun 47,XXY; pesxe — 48, XXXY u T.1.) WIH N30X-
pomocombr X (kapuortun 47,X,i(X)(q10),Y) [24, 27]
(puc. 1).

PacmipocTpaneHHOCTh XPOMOCOMHOI aHOMAJIUN B 00-
nieit mormy sy cocTtaslsier npubmsuTeasbHo 1 : 700 Ho-
BOPOXKIEHHBIX MaabunukoB [5]. TTo mauubiM Nieschlag
(2001), uacrora MyTaiuu cpeu GECIUIOAHBIX MYKYUH
coctasisiet 2,6 %. [Ipn 3ToM B BBIGOPKE TaKNX MYKUHH
C BBIPKEHHBIMU HAPYIIEHUSIMU CIIEPMATOre€He3a, BILUIOThH
JI0 OTCYTCTBUS B 95IKyJIsATE CiepMaTo30u108 (azoocnep-
MHS1), 9acTOTa aHOMAIBHOTO KaproTuma gocturaer 13,7 %
[20].

OueBuHO, HApYIIEHNE CIEPMATOTEHHON (DYHKIHH
SIBJISIETCST BECOMBIM apPTYMEHTOM JIJISI HA3HAYEHUS IIUTO-
TeHETUIECKOTO uccaenoBanus. Tem 6osee uTo heHOTHIT
narenToB ¢ CK MOXeT U3MeHsIThbCSI OT HOPMAJIBbHOTO,
C A/IEKBATHBIMU BTOPUYHBIME MOJIOBBIME MTPU3HAKAMH,
JI0 HAJIMYHS OTETbHBIX UM MHOTOYUCTEHHBIX TIPOSIB-
JieHnit auzgporenHoro pedunura. B mociearem ciaydae
Ha6JI0IaeTCsl THHEKOMACTHSI, HEJOCTATOK BOJIOC Ha Te-
Jie ¥ UX PACIPeIeIeHNe TI0 JKEHCKOMY THITY, Y/JIHHEHUE
PYK ¥ HOT U3-3a MO3/JHETO OKOCTEHEHS (308 TPy6-
YaTBIX KOCTel, ocTeornopos u mp. [16].

Opmnako noutn Bce Myzkuntbpl ¢ CK umeror HeGoJIb-
1IMe TBEP/Ible CEMEHHUKM, OOBIYHO C HAPYIIEeHHOU (PyH-
Kiueit kaetok Jleliura. ¥ poBeHb TecToCcTepOHA MOKET

PucyHok 1

KaproTun My>X4MHbI C JONONHUTENbHOMN
nsoxpomocomon X (47,X,i(X)(q10),Y)

Figure 1

Male karyotype with an extra X isochromosome
(47,X,i(X)(q10).Y)
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ObITh HOPMAJIHbHBIM WM HU3KUM, YPOBEHD 3CTPAIMOJIA
HOPMAJIBHBIN MJIN TTOBBIIEHHBIH. HacTo oTMevyaeTcs 1mo-
BBITIIEHNE KOHTIEHTPAIUN (DOJITIKYIOCTUMY TUPYIOTIETO
ropMoHa B KpoBu [2].

Y 6osapmmacTBa naimentoB ¢ CK BbisiBisieTcs: a3o-
ocriepmusi. IIpu aToM GuonTarel simuka 6onbHBIX B 30-
50 % caydaeB comepKar HEOOMBINTOE KOJIMIECTBO CIIEP-
MaTO30U/I0B, TIPUTOHBIX /7SI TPOBEIEHIST TTPOIEY PhI
ICSI (Intra Cytoplasmic Sperm Injection). 3to gaer
IMIaHC, 10 KpaliHeil Mepe HeKoTOpbIM MykunHaM ¢ CK,
nMeThb gereit [22, 23].

Ionucomusi no Y-xpomocome BCTpedaercs, IIIaBHbIM
o6pa3oM, B Bujie kapuotuna 47, XYY, BapHaHThI ¢ GOJIb-
LIMM YUCJIOM Y-XpoMocoM peaku. Hacrora Hocuresneil
MYyTaI[MK OIleHUBAETCs TpuOIu3uTebHO B 1 coryvail Ha
1000 HOBOPOKIEHHBIX MATBLUYMKOB. [Ipy aTOM MX MIEHTH-
UKaIMs 3aTpyIHUTENbHA U3-32 OTCYTCTBUS crienuduiec-
KX (heHOTUNNIECKUX YePT W KAMHUIECKUX CUMIITOMOB,
YTO OCJIOKHSIET CTATUCTUYECKUH 1 3MNeMUOTIOT MIeCKITH
aHasm3 cuHapoma [28].

Myskunnbl ¢ KapuotanoM 47, XYY MOTyT XapaxTe-
pPHU30BaThCSI HOPMATBHBIM raMeToreHe30M 1 (hepTUITHHOC-
Thi0. OHAKO UX JIOJIS BBIIIE Cpean OeCIIOHBIX MYy>K-
4yuH, yeM B o6mieil omyssiiuu [8]. MHuoroumncieHHbIe
MCCJIe/IOBAHIIS TIO3BOJINTH BBISIBUTD CPE HOCUTENEH Ka-
puotnmna 47,XYY Kak My>KUYMH ¢ HOpMAJIBHOH cliepMa-
TOTEHHON TKAHBIO W TIOJIOBBIMU KJETKAMU BCEX CTAIUI
CO3peBaHMs, TaK U TMAIMEHTOB ¢ HAPYIIEHISIMI Pa3J/Imy-
HOTO XapaKTepa, BIJIOTH [0 HAJTMYNS B M3BUTHIX KaHAb-
1ax ToJbko kjaetok Ceptomm [26].
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LUMTOTEHETUKA PEMPOOYKTVBHbIX
HAPYLLEHWNIA Y MYXYUH

[Apyroil BO3MOXKHOI IPUYNHOHN PenpoLyKTHUBHBIX
npo6sieM y MyskuuH ¢ KapuotunoM 47,XYY sBisercs
HapyTIeHne PacXoK/IeHUsT XPOMOCOM TIPU CliepMaTore-
He3e 1 06pa30BaHNe AHEYILIOUIHBIX TaMeT. [Ijist mpoBep-
KU 9TOI TUMOTE3bl HEOAHOKPATHO BBITIOIHSIOCH IIUTOTE-
HETHYECKOe MCCIe0OBAHNE CTIEPMATO30H/I0B Y HOCHUTEJIEH
aHOMasbHOTO Kapuoruia. Oco6oe BHUMAHUE YAETSIIOCH
BBISIBJIEHUIO YACTOTHI HEPACXOKAEHUH TMOJOBBIX XPOMO-
coM. B GoJbIuHCTBE CTyYaeB CyMMapHast J0JIST aHOMAJTh-
HBIX TaMeT ¢ Kapuotumamu 24,XX, 24, XY u 24,YY He
mpesbiiana 1 % 1 J0CTOBEPHO HE OTJIMYANACh OT KOH-
TPOJBHBIX TOKa3aTeseii. JINIIb y OTAETbHBIX TAIlUeH-
TOB 3Ta BeJMYMHA Bo3pacTasa, jgocruras 14,36 % [26].

B orimume oT mpeapiaymmx paboT, MCCIe0BaHUE
Gonzalez-Merino u coasropos (2007) 6bL10 Hampase-
HO Ha BBIABJIEHNE Y My>K4iH ¢ KapuotumoM 47, XYY crep-
MaTO30HI0B, AHEYTIONIHBIX 1O XpoMocoMaM X, Y, 13,
16, 18, 21 u 22. ¥ AByX TakuX MAIMEHTOB 0OIIas 10-
JIST QaHEYTIJIOUIHBIX CTIEPMATO30MI0B coctaBuia 37,23 %
u 37,80 %, Toraa Kax y GecrIofAHbIX W (DePTIIBHBIX MYJK-
YUH ¢ HOpMasibHbIM KapuotunoM — 1,07 % u 1,04 %,
cootBercTBeHHO [12]. Tlomydyennble manmble, B YuCE
MPOYEro, YKA3bIBAIOT HA MOBBINIEHHBIN PUCK POXKIEHUS
Yy My)KUUH C IOJUCOMUEH 110 Y-XPOMOCOME IIOTOMKOB C
AHEYTIJIOWHBIMA KAaPUOTHUIIAMHU. JTO SBJSIETCS TOBOJOM
B TIOJTh3Y TIPOBEIEHNS MPEeHATATbHON TeHeTHYECKON /T1-
arHOCTUKHU TIJIOAHOTO MaTepuasa y >KeHIWH, GepeMeH-
HBIX OT MY>KUMH C TIOJUCOMUEN 110 Y-XPOMOCOMe.

CTPYKTYPHbIE N XPOMOCOMHbIE
AHOMAJIUAN N PENPOAYKTUBHbBIE
HAPYLUEHNA Y MYXX4YUH

CTpyKTypHBIE XPOMOCOMHBIE AHOMAJINH, BBLISBJISE-
Mble Y MYKUMH C PETPOIYKTUBHBIMU HAPYIIEHUSIMHU, 3a-
YacTylo He UMeloT (PeHOTHITHYECKOTO TPOSIBICHNS I He
BCer/ja MpUBO/ST K TIOJHOMY GecIiiofinio. B HekoTopbix
CIydasx, KaK B CHUTyallnn co cOAIaHCHPOBAHHBIMH Iie-
pecTpoiiKaMil, TTOBBIIIAETCST BEPOSTHOCTh (DOPMUPOBAHNS
y IOTOMCTBa KapHOTHIIA, HECOBMECTUMOTO C JKM3HBIO,
IIPU 9TOM He MCKJII0YAEeTCsl BOBMOKHOCTD 3a4aTusi ¢ 6Jia-
TOIPUSITHBIM HUCXOOM.

Pevyunporxnovie mpancioxkayuu scrpedaorcs y 0,1 %
HOBOPOXK/IEHHBIX 1 O0BIYHO He CHUIKAIOT JKU3HECIIOCO0-
HOCTb HOcHUTeJell B aibheiineM [31]. Dtu abepparmn
CBSA3AHBI ¢ 0OMEHOM YYaCTKaMH MeKIY XPOMOCOMaMII,
IIPY ATOM CyMMAapHBbIii 06beM reHeTHYecKoil nHhopMaIn
KjaeTku He uaMensiercs (puc. 2). Bo mMHorux ciaydasx
HOCHTeJIb abeppanui He UMeeT CIeI(PIIecKuX TaTosI0-
THYECKUX NPH3HAKOB, 32 NCKJIOUEHNEM PENPOAYKTUB-
HBIX TIPOGJIEM, U HE MOKET OBITH BBISIBJIEH NpU (Husu-
KaJTbHOM 00CJIeJOBAaHNM I Ha OCHOBAHUHU PE3yJIbTaTOB
CTaHAAPTHON JTaGOPATOPHON AUATHOCTUKH. VICKIIOUeHn-

PucyHok 2

KapuoTun mMmy>4unHbl C peLunpoKHOn TpaHlokauuen
MeXxay xpomocomamm 3 un 14 (ToUku paspbiBa-coegNHEeHNsN
yKa3aHbl cTpenkamu) (46,XY,t(3;14)(q23;924))

Figure 2

Male karyotype with a reciprocal translocation between
chromosomes 3 and 14 (the break-junction points

are indicated by arrows) (46,XY,t(3;14)(q23;q24))
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€M SIBJISAIOTCS CJIydal TPAHCJIOKAIMI ¢ BOBIEYEHHEM B
HepecTPONKY OHKOTEHHBIX Y4acTKOB reHoMa. IIpu atom
JUIST HOCHUTENST PE3KO BO3PACTAeT BEPOSITHOCTb BO3HUIK-
HoBeHMs paka [9, 21, 235].

[TockoabKY y My’KYMH, HOCHTEJEN PEIUITPOKHBIX
TPAHCJIOKAINI, TIOKA3aTeIN ClepMaToreHe3a OObIYHO HOP-
MaJIbHble, TIPUYMHBI PENPOAYKTHBHBIX Hey/[ad, BEPOsIT-
HO, CJIe[lyeT UCKaThb B 0COGeHHOCTAX cerperanuu (pac-
XO3K/IeHUs1) aGePPAHTHBIX XPOMOCOM [IPU IaMeTOreHese.
B cuity KoHbIOTAIN TPAHCIOINPOBAHHBIX YYACTKOB HA
JIePUBATHBIX XPOMOCOMAX C MX TOMOJIOTaMU Ha HOPMAJIb-
HBIX XPOMOCOMaX, Ha MPOTSKeHHN Tpodasnl Metiosa 1
¢opMupyIOTCA KBaAPHUBAJIEHTEI XpOMOCcOM. B nx cocra-
B€ TECHO COJMIKEHDBI KAK TOMOJIOTMYHbIE XPOMOCOMBI, TaK
1 HETOMOJIOTHYHBIE XPOMOCOMBI. [Ipu aTOM ecTb BbICOKast
BEPOSITHOCTb UX HECJy4YailHOl cerperanuu, B pe3yJibTa-
Te KOTOPOi BO3HUKAIOT TaMeTbl, HecOaTaHCHPOBAHHbIE
110 TPAHCJIONMPOBAHHOMY YUYAaCTKy UM JaXke aHEeyILTo-
UJIHbIE, C HEJIOCTATKOM MJIH U30BITKOM XPOMOCOM. Ydac-
THE TAKUX raMeT B OIUIOJOTBOPEHNH CO3/aeT PUCK (hop-
MHPOBaHUSI Y HMOPHOHA KApUOTHUIIA, HECOBMECTHMOTO C
sxu3nbio [33]. Uacrora HecOamaHCHPOBAHHBIX TaMeT Y
HOCHTEJIEll PEIMIIPOKHBIX TPAHCIOKAIUI MOXKET CyIIec-
TBEHHO OTJIMYAThCS U Bapbupyer B mpegenax 37-91 %,
YTO, NMO-BUAMMOMY, OIPEENsIeTcsi 0COGEHHOCTSIMU XPO-
MOCOMHBIX TIEPECTPOEK Y 00CIEJOBAHHBIX B KAXK/IOM Pac-
cMaTpuBaeMoM caydae [18].
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Brarogaps sueapenmio B npaktuky BPT mMeronoB mpe-
UMILIAHTAIMOHHON TeHernueckoil auarnoctuku (ITT71),
CTaJI0 BO3MOXXHBIM HEMOCPEJCTBEHHOE M3ydeHNe Kapu-
oruma aMOPUOHOB, MOJYYEHHBIX B X0/[€ 9KCTPAKOPIIO-
pambroro omrogorsopenus (OKO) ¢ ncnonpzoBanueM
raMeT HOcUTeslell peLlUIPOKHBIX TpaHCaoKauuil. Pesysib-
TaThl PA3JINYHBIX UCCIEOBAHUN B 11€JIOM CONOCTABHMBI.
Jluts 36-45 % TakUX 3MOPUOHOB OBIBAIOT 3YTLIIOUIHBI
1 He UMeIOT AucHasanca II0 XpOMOCOMaM, BOBJIEYEHHBIM
B TpaHCJOKAIn y poguteseii. [loas aMOPHOHOB ¢ Hec-
6aTaHCUPOBAHHBIM KapUOTHUIIOM cocTaBJsier 23-41 %,
erte 0k0J10 10 % 3MOPHOHOB, KPOME XPOMOCOMHOTO [THC-
6aJarca, IMeIOT JJONOTHUTEIbHbIC aHeyTUIonnn. TaknM
o6pasoM, mpubsmsuTebHo 30-50 % 9MOPHOHOB, MOJTyYeH-
HBIX B pe3yJbTate KO 0T HHANBUAYYMOB C PEITUTIPOK-
HBIMH TPAHCJOKAIUSIMH, UMEIOT HecOaTaHCUPOBAHHDIN
KapUOTHII, Y4TO CYIIECTBEHHO CHMIKAET IIAHCHI POJUTE-
Jiell Ha PenpoAyKTHBHBIN ycmex [29, 30].

Pobepmconosckue mpancioxayuu 0GHAPYKUBAIOT-
csty 0,06 % HOBOpOxAeHHBIX [31]. B otsimune ot pe-
IUTIPOKHBIX TPAHCIOKAII, POOEPTCOHOBCKIE TPAHCJIO-
KaIliy CBA3AHBI CO CMSIHUEM I[eJIBIX aKPOIEHTPHIECKIX
xpomocoM u3 13-15 u 21-22 nap (puc. 3). Ipu atom y1-
padnBaeTcs 9acTb KOPOTKUX IIJIed XPOMOCOM-YYIACTHUII,
YTO caMo 110 cebe He TIPUBONT K HAaTOJOTHYECKUM T10C-
JIEZICTBIISAIM, TaK KaK TOTEPSHHbIE YIACTKU COAEPKAT TOMb-
Ko kJactepsl renoB pPHK, KoTOpbIe MHOTOKPATHO 1y6-
JUPYIOTCSA B APYTUX aKPOIEHTPHUECKUX XPOMOCOMAX.
DopMaTbHO HOCUTEJTH TAKOH TPAHCTOKAITN MeeT 45 Xpo-
MOCOM 3a cueT 00pa3oBaHUsI OJHON MeTalleHTPHYeCKON
XPOMOCOMBI U3 JIBYX aKPOIEHTPUYECKUX, HO HPU ITOM
nMeeT TIPaKTUIecKn cOaTaHCHPOBaHHBIN Kaprotn. 1los-
TOMY JIAHHBIN THII XPOMOCOMHBIX aGepparuii He IpUBO-
JUT K (DEHOTHITITYECKIM OTKJIOHEHHSIM, HO, 110 HEKOTOPBIM
JAHHBIM, MOJKET CYIIECTBEHHO yXYAIIATh MOKA3aTeIn
crepMmartorenesa y Hocureneit [3].

[TockonbKy BHOBb 06pa3oBasinasics (aepuBaTHas)
XPOMOCOMa CTabUJIbHA U ITPOXOJUT B HEU3MEHHOM BU-
e 9epes Toc/Ie/JoBaTeIbHbIe KJIEeTOYHbIE JAeIeHIs, YacTh
raMeT HOCHTeJIsT POOEPTCOHOBCKOW TPAHCIOKAInK OyieT
coiepsKaTh N3GbITOYHbIH TeHETUYECKUIT MaTepHaJl HJIN ero
aedurur. [Ipn caustHIm TAaKON KJIETKH ¢ HOPMAJIBbHOI Ta-
MeTOll BO3HHKAET, COOTBETCTBEHHO, TPUCOMUST HJIU MO-
HOCOMHUS TI0 XPOMOCOMaM, HAXO/SIINMCS B COCTaBe Jie-
puBaTa. DMOPUOHDBI C MOHOCOMUEN HEKM3HECITOCOOHBI,
UX 4acToTa He TOJIaeTcs TOYHOMY y4eTy NPH aHaJn3e
ecTecTBEHHBIX GepeMeHHocTell. TpaHciIoKalnOHHbIEe Ba-
puanTbl cungpoMos ITaray (rpucomus 1o 13 xpomoco-
me) u J{ayna (tpucomust 110 21 XpoMOCOMaM) XOPOIIO 13-
BECTHBI 1 TaK)Ke BHOCST OIIPe/IeIEHHBIH BKIA/] B OOIIYIO
KapTUHY PENPOAYKTUBHBIX ITOTEPH Yy JHUI[ C PO6EPTCO-
HOBCKIMH TPAHCIOKAIIUAMI.

Kaxk 6pL10 yCTaHOBJIEHO B X0/l aHATN3A psAAa He-
3aBHCUMBIX HCCJEJOBAHMI, YACTOTA TaMeT ¢ HecOasaH-
CHPOBAHHBIM KapHOTHIIOM Y HOCHTeJIel po6epTCOHOBCKIX
TPaHCJIOKAINH JOCTaTOYHO MHUPOKO Bapbupyer (7-40 %)
pu cpeJiHeM 3HaveHun okoJo 15 % [18]. 1o B ompe-
JIeJIEHHOH CTelleHN KOPPeINpyeT ¢ YacTOTOH TeHeTHdec-
K1 IeDeKTHBIX OMOPHOHOB, TOJy4YeHHbIX B X04e IKO
u3 rameT Hocuteseil Tpancaokaruii. Tak, Tan u coas-
topsl (2013) B 23 % ciyuaeB OGHAPYKMBAIU Y TAKUX
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KapunoTtun My>XunHbl C po6epTCOHOBCKOW TpaHCnokaumen
c yyactmem xpomocom 13 n 14 (45,XY,rob(13;14)(q10;q10))
Figure 3

Male karyotype with Robertsonian translocation involving
chromosomes 13 and 14 (45,XY,rob(13;14)(q10;q10))
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9MOPHUOHOB ArCOATAHC TPAHCIOKAIIMOHHOTO XapaKTepa
[29].

MuBepcun, Kak U paHee PAaCCMOTPEHHBIE TUIIBI cOa-
JIAHCPOBAHHBIX XPOMOCOMHBIX TIEPECTPOEK, HE COMPO-
BOJKIAIOTCS TIOTEPEN TEHETHYECKOro Marepuaja. [lpu
3TOM WHBEPTHPOBAHHBIN (DparMeHT He MOKHUIAET UCXO/I-
HOI XPOMOCOMBI, a JINIITb MEHSIET OPUEHTAIIUIO, TOBOPa-
uuBasich Ha 180° Bokpyr nonepeunoii ocu (puc. 4). [loss
HOBOPOJK/JIEHHBIX ¢ abepparusiMi JaHHOTO THUIA COCTaB-
aser okoso 0,06 % or obuero uncaa [31].

B npohaze meitosa 1 nHBEpTHPOBAHHBIE YYACTKH XPO-
MOCOM BBIHY’K/IEHbI BHOBb T0BOpaunBaThest Ha 180°, uro-
OBl TIPABIJIBHO KOHBIOTHPOBATD C TOMOJIOTHYHBIMHU y9ac-
TKaMI HOPMAJIbHBIX XpoMocoM. [Tpu atom dhopMupyrorcest
UHBEPCUOHHBIE TIETJN PA3JNYHON KOH(DUTYparuu. ITu
CTPYKTYPBI, C OMHOI CTOPOHBI, CTAHOBSATCST 00JIACTHIO Pe-
KOMOMHAINN TeHETHYECKOTO MaTepuaia ¢ (GopMupoBa-
HUEM KaK cOAJaHCHPOBAHHBIX, TaK U HecOATaHCHPOBAH-
HBIX KapuoTunoB. C APYroil CTOPOHBI, OHU YCJIOKHSIOT
U 3a/IEPKUBAIOT MIPOTEKAHNE Tocaeayonmx $ha3 Meiio-
3a, BILUIOTH [I0 €r0 MPEKPAIEeHNs, U AMONTO3a KJIETOK C
abeppaHTHbIMH xpoMocoMamu [13].

ITO SIBJSETCS BEPOSITHBIM OObsICHEHUEM TOTO (hak-
Ta, 4TO J0JIs1 HeCOATaHCHPOBAHHBIX W PEKOMOMHAHTHBIX
raMer y HOCHUTEJIEN MHBEPCHUI OKa3bIBAETCS B HEKOTOPDIX
caydasx Heoxkumanuo Huskoi [32]. Ilpu atoM, odeBuI-
HO, [IOJDKHA MPOUCXOIUTH MPOMOPIIHOHATbHAS TOTEPST
YacTh TaMeT, YTO y MYKUMH OYZET MPOSIBASThCS B (HOp-
Me CHIDKEHHSI KOJIMYECTBA CIIEPMATO30U/I0B B ISIKYJISITE,
HEOJHOKPATHO 3aMEYEHHOM PA3JNYHBIMU UCCJIeI0BATE-
Jasmu [1, 6]. [Ipyrue aBTOpbI, HAPOTUB, He OGHAPY>KU-
BaJIl HUKAKMX OTKJIOHEHUl B ClIepMOTPaMMe MaIueHTOB
C PasHBIMHU THNaM# MHBepcuil [17].

BripaxxenHoCTh TIepeunceHHbIX a(pderToB cytec-
TBEHHO 3aBUCHT OT JIOKQIU3AIMUN HHBEPCUU B XPOMOCO-
Me U ee pa3Mepa, T03TOMY XapakTep MPOsiBJIeHusT abep-
paIy U CTeleHb PENPOAYKTUBHBIX HAPYIIEHUH y HO-
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LUMTOTEHETUKA PEMPOOYKTVBHbIX
HAPYLLEHWNIA Y MYXYUH

CHUTENSI HUHAUBUAYATbHBI. JTO 3HAYUTETHHO OCJIOKHSIET
0600611eHNe Pe3yabTATOB OTAETbHBIX UCCAETOBAHNIN 1
BbIYUCJIEHIE OOIIET0 PUCKA HAPYIIEHUS PEMPOLYKITHH
y Hocuteneit nuBepcwii [1, 19, 32].

MEPCNEKTUBbI

CyMMupys gaHHble ITUTOTeHETUYECKUX MCCaeI0BA-
HUM, TTOJydYeHHble K HACTOSTIEMY BPEMEHHU, MOKHO 3aK-
JIIOYUTH, YTO XPOMOCOMHBIE AHOMAJIIH SIBJISTIOTCS JIOCTA-
TOYHO PACIPOCTPAHEHHON MPUUNHON HAPYIIEHUS Per-
poaykiuu. Cpefnt 6eCTTOAHBIX MYSKUUH B 1IE€JIOM JI0JIST
HOCHUTENel Pa3JMUHbIX YHCIEHHBIX U CTPYKTYPHBIX aHO-
MaJIii XPOMOCOM, MO-BUAMMOMY, TIpeBbImiaer 5 % [14],
a cpelil MAIMEHTOB C OJIMTO300CTIepMUeil M a300ctep-
mueit gocturaer 10 % u 6omee [1]. OueBnano, 51 Ha-
PYIIEHUS SBJSIOTCS BECOMBIM MOBOIOM [IJIST HA3HAYEHUS
LUTOr€HEeTUYECKOr0 00C/Ie[OBAHNS.

O6Hapy:KeHue y My>KYMHbI YUCTEHHBIX WU CTPYK-
TYPHBIX XPOMOCOMHBIX HAPYIITEHUIT TIOMOKET MPABUIBHO
OTIPEJIEIUTD TAKTUKY PEIIeHUsT PENMPOAYKTUBHON MPOG6-
JieMbl. OOBIYHO XPOMOCOMHAST AHOMAJIUS SIBJISIETCS Ca-
MOCTOSITEIbHON U IOCTAaTOYHON NMPUYMHON CHUKEHUS
deprmibHOCTH, U JATbHENIINE eHCTBUSI TOJIKHBI ObITH
HATIPaBJIEeHbI HA KOMIIEHCAIIUIO TIOCEICTBII NMEHHO 9TO-
TO TeHeTnIecKoro Aedekra. /laxke mpu BrIpaKeHHOM Ha-
PYUIEHUH TaMeToreHe3a y HOCUTeNs aHOMAJUU B Psjie
CJTy4aeB yJIAeTCs TOJMYYUTDh CIIEPMATO30U/IbI, TPUTOIHbBIE
s ipoBesienust mpotenypsl ICST [22, 23].

B cayuae coxpaHeHus y My>KIIHHBI ¢ XPOMOCOMHBIM
HapyTIeHneM CiepMaTOTeHHOW (DYHKITUN OCTaeTCs 3Ha-
YUTEJbHBIM PUCK POKIEHUS y HETO MOTOMCTBA C HeC-
GaJIaHCUPOBAHHBIM KapHOTUTIOM. [IpH ecTeCTBEHHOM 3a-
YaTUM COCTOSTHUE KAapUOTHUIIA IO M3YydaeTcs B Xoje
MpeHaTaTbHON TeHETUYeCKON JMATHOCTUKH TTyTeM 1TUTO-
TEeHETHYECKOr0 MCCICA0BAHMS TKAHEH CaMOT0 ILI0/[A HJIN
npoBu3opHbIX opranos [10, 31]. IIpn ncnoab3oBannn
IKO pexomenmyeTcs mMpoBeleHNe TPENMILTAHTAIIHOH-
HOI TeHETHYECKON AMArHOCTUKY C LIEJIbIO BBISBJICHUS 1
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KapuoTtun my>»4umHbl ¢ NepuLeHTPUYEeCKO MHBepcuen
XPOMOCOMbI 1 (TOYKM pa3pbiBa-coegNHEHUS

yKa3saHbl ctpenkamm) (46,XY,inv(1)(p36.1;q42))

Figure 4

Male karyotype with a pericentric inversion

of the chromosome 1 (the break-junction points

are indicated by arrows) (46,XY,inv(1)(p36.1;q42))
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ANIMMUHAIINY HYMOPUOHOB ¢ XPOMOCOMHBIMH aHOMAJIHsI-
mu [29, 30].

Taxum 06pasoM, HUTOreHETUYECKUE METO/DI HCCIe-
JIOBaHUs B coueTaHuu ¢ coppeMennniMu BPT MoryT B
psilie clydaeB CyLEeCTBEHHO IIOBBbICUTD PEeIIPOLyKTHBHBII
CTaTyC MYy>K4WH C HapymeHusamMu ¢eprmibHocti. He Me-
Hee BayKHbBIM ABJIACTCA TaK)Ke CHUYKEHUE IIPU 5TOM BEpPO-
SITHOCTH POKIEHNS HEXXU3HECIIOCOOHOTO MU TeHeTIdec-
KM aHOMAJIBHOTO TIOTOMCTBA. KpoMe Toro, JaHHbIe MeTO/IbI
3a4acTyIo M03BOJIAIOT U30eKaTh HEOOOCHOBAHHBIX (DHHAH-
COBBIX U BPEMEHHDIX 3aTpaT Ha IPOBeJeHNe U3IUIITHUX
JUArHOCTUYECKUX U TepalleBTUYeCKUX MPOLeLyp I1alu-
€HTaM C HapyLICHUSMU PEIPOAYKIUU.
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