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XPOMOCOMHbIE aHOMAnNK, CBA3AHHbIE C U3MEHEHUEM YUC/IA U CTPYKTYPbI \

XDOMOCOM B KapuOTUIE 4Ye/10BEKa, YPE3BbIHaliHO Pa3HO06PA3HbI. TpyAHOCTY
fpeHatanbHou narHoCTuKky 3aKiyaroTcs B TOM, 4T0 04eHb MHOMWE Hacnes-
CTBEHHbIE aHOManun nepesarTca Aetam 0T (heHOTUNMUYECKM COBEPLIEHHO
HOPMAasIbHbIX POAUTESIEN — HOCUTENEN TOU UIIN MHOU XPOMOCOMHOM aHOMaInN.
Onuncarbl BUAbI XPOMOCOMHbIX aHOMAUIA, KOTOPbIE NPUBOJAT K GECII0ANIO,
HEBbIHALLUMBAHUIO BEPEMEHHOCTU U POXAEHUIO ETel ¢ MOPOKaMy Pa3BUTUS.
Bo3MoXHOCTY COBPEMEHHOV 1a60paTopui N103BONSIOT ONPELENTb CTENEHb U
T1yONHY MOPAXEHWSI, OUEHUTb NPOrHO3 POXJEHUS 340POBOr0 PebeHka, onac-
HOCTb JJaHHOM naTonoruu 1 Aatb LIAHC Nape UMeTh 340P0BOro pe6eHka ¢ no-
MOLUbIO NPEAUMINIAHTALMOHHOIO TEHETUYECKOr0 CKPUHNHIA 1 BbIOOPA 340P0-
BbIX 3MOPUOHOB [N UMMNIAHTaLUUM [pU  MPOBEAEHUU  [IPOLESYPbI
3KCTPAKOPIOPASIbHOIO 0r0L0TBOPEHNS.

Kntouesble cnosa: reHeTnka, XpOMOCOMHbIE aHOManuM, LMTOrEHeTUYecKoe
CCNeS0BaHNe, aHaNU3 KapuoTuna, HeBbIHaLLNBaHWE 6EPEMEHHOCTH.
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KO.HI/I‘{CCTBCHHLIC XPOMOCOMHBIC aHOMAaJIUH OBLIN OITH-
caHbl 6oJtee 60 1eT Ha3az, ellle 10 MOSIBIEHUS METOI0B
nuddepeHIIMaTbHON OKPaCKU XPOMOCOM: XPOMOCOMBI Jie-
JIMTKCH Ha TPYMITB B 3aBUCUMOCTHU OT JUTMHBI U PACIIOJIO-
JKEeHUsI B HUX LIeHTpoMep. O MepBoil KOJIUIECTBEHHOM XPO-
MOCOMHOI aHOMayiuu coobumau B 1959 . JIsexen [1] u
AKoOcoH [2], KoTopble BIIepBble HE3ABUCUMO JIPYT OT JIpyra
OIMCaIn HaJu4due TPUCOMUU 21-1 XpOMOCOMBI M OXapaK-
TepusoBanu cuHiapom JlayHa. [on criyctst BBISIBUIM cpasy
HECKOJIbKO KOJIMYECTBEHHBIX TTOJIOBBIX XDPOMOCOMHBIX aHO-
mamumii: cuHapoMm Tepuepa — 45X0; Kieitndensrepa —
45XXY; cuHapom, accolrmupoBaHHbIM ¢ XXX [3, 4].
CTpyKTypHBIE aHOMAJIWK ObLIW OMUCAHbI TOPa3a0 Mo3-
K€ C TOSIBJICHUEM METONOB MuddepeHIIMaTbHON 0KpacKu
XPOMOCOM, TIOCKOJIbBKY KOJIMYECTBEHHBIE aHOMAIUU OoJjiee

IOCTYIHBI [IJIs1 UCCJIEOBAHUSI U BhISBIsIIOTCS B 5,0—7,5%
cly4yaeB, a CTPYKTYpHbIe — TostbKO y 0,25—0,50% HOBOpOX-
JNIEHHBIX [5].

HecMoTpst Ha To, 4TO B MOCHIeAHEE BPeMsI MOSIBUIIUCH
BeIcoKopa3pematonie metonsl FISH, M-FISH n muxpo-
YUMUPOBaHUE, ITO3BOJISIIONIME PACIO3HATh IPAKTUYECCKU
BCE MEJIKIE€ XPOMOCOMHEBIEC aHOMAJIUH, POJIb KAPMOTUITHPO-
BaHWS B BEIIBIICHUM HACJICACTBEHHBIX aHOMAJINIA OCTaeTCs
pelIaIOIIE.

KINMMHUYECKOE 3HAYEHUE KOJIMMECTBEHHbIX AHEYNJION-
avi

BoabIIMHCTBO TpUCOMMIA, 3aTparuBalOLIMX OOHY U3 24
XpPOMOCOM, BBISIBISTIOTCS Y MEPTBOPOXIEHHBIX, HEIOHO-
IIEHHBIX U PEIKO — Y HOBOPOKICHHBIX. Y JXMBBIX MJIAICH-
1IeB OIMMCaHbBI TOJIBKO HEeMO3auyHbIe TprucomMum 13-it, 18-
u 21-1 XpoMOCOM, a TaKXKe aHOMAaJIUU TOJOBBIX XPOMOCOM
XXX, XXY u XYY. 1 naxe cpeau BBDKUBIIMX aHTEHATAJb-
Hasl CMEPTHOCTb TIPU HEMO3aWYHBIX TPUCOMMSIX OUYEHbBb
yacta: B 50% caydaeB mipu TpucoMur XXY XpOMOCOMBI,
B 80% — nipu Tpucomuu 21-it XxpoMocoMbl U B 97% — mnipu
Tpucomuu 13-it xpomocombl. Hemo3zamuHass MoHOcoMUST X
conpoBoxaaercs B 99% citydaeB rubelibio mioaa [6].

C KOJIMYEeCTBEHHBIMY aHOMAJIMSIMU CBSI3aHA YacTast aH-
TeHaTaJbHask CMEPTHOCTb, MPUYEM TIOTEPsSI TEHETUYECKOTO
Mateprana (MOHOCOMMS) TOpa3no OJaronmpusTHee U OIv-
K€ K HOpME, YeM e€ro M30bITOK (TprucoMUs). DTO KacaeTcs
MOJTHBIX MOHOCOMMIiA, TPMCOMMI WM nucOanaHca, acco-
IIMAPOBAHHOTO C KPYITHBIMUA CTPYKTYPHBIMU aHOMAJTASIMMU:
MoTepel WM U30BITKOM IIeJIOTO TIIedya XpPOMOCOMBI WM €€
YacTHu.

AHeyrionivsl — OiHa M3 YaCThIX MPUYWH HapYIICHUN
PeIpoayKTUBHON (PYHKIIMK: OHa Habaogaercsa B 35% ciy-
YyaeB CIIOHTaHHBIX IIPepbIBaHUI OepeMeHHOCTH, B 4% city-
yaeB MepTBOpoxKIeHui 1y 0,3% Bcex HOBOPOXIEHHBIX [7].
Knuanyecku ropa3mo TsoKeliee MPOSBICHHE ayTOCOMHBIX
TPUCOMMUIA, YEM TTOJIOBBIX, TaK KaK MHOTHE 13 IMOJOBBIX MO-
HOCOMUIA ¥ TPUCOMUI KITMHUYECKUX TTPOSIBJICHUI HE UMe-
IOT ¥ MOTYT CJIy4aifHO OOHApy:KWBAThCSA TP KapUOTHUITH-
POBaHUU IO MOBOMY OecIutomus. DTO KacaeTcsl CMHApOMa
Tepnepa 45X0, Kneiicdensrepa 47XXY u cunapoma XXX.

HeMmo3zanunblii cuHapom TepHepa BcTpedaeTcsl B OC-
HOBHOM Y JieBoueK ¢ yacToToit 1:2000. M3 miomoB My>KCKOTO
10JIa BBDKMBAIOT TOJIBKO IUJIOABI C MO3aMYHOU TPUCOMMUEN,
BcTpeyatolieiics ¢ yactoroii 1:5000. 3amono3putb CUHAPOM
TepHepa MOXXHO B IIpeHATaIbHOM IIepHOIE TI0 Crielinmae-
ckoii kaptuHe Y3U mona [8].

Heobxonumo y4yuThIBaTh Cjeayrollee MpaBWIO: €ClIu
npu kapuotunupoBanuu 30 Metacda3 BbISIBJIEH HEMO3aU4-
HBII KapuoTuIl 45X, UCITOIb30BaHNE JOTIOJTHUTEIBHO Me-
tona FISH sBnasiercst 06s13aTeIbHBIM ¢ aHAJIM30M HE MEHee
200 uHTepdasHbIX Saep JJs1 BbISIBICHUST Y-coaepxKallei
KJICTOYHOM JIMHWUM, TaK KaK 3Ta aHOMAaJINSI OYeHb JacTO ac-
coLuUpyeTcs ¢ roHano01acToMoit [9].

Jloka3zaHO, YTO HaJM4KMe M BeJIWYMHA aHEYIUIOUIHO-
TO KJIETOUHOTO KJIOHA 3aBUCHUT OT TOTO, Ha KaKOil CTaauu
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KJIETOYHOTO UHMKJIA TMPOM3O0IUIO HEPACXOXIECHUE XPOMO-
coMm [10]. Tak, HepacxoxXIeHUEe XpPOMOCOM B Meiio3e BedeT
K TPUCOMMSIM WM MOHOCOMMSIM BO BCEX KJIETKax opra-
HU3Ma IIpU OTCYTCTBUU Mo3aniim3Ma. Pe3ynbraToMm Hepac-
XOXIEHUSI B MUTO3¢ SIBASETCS MO3au4HbIN Kapuotuil [11],
T.e. HAIMYME B opraHu3me >1 kiierouHoii tuHuu [12]. Be-
JIMYMHA MO3aWYHOTO KJIOHA 3aBUCHUT OT CTaguM 3MOPHO-
reHe3a, Ha KOTOPOI TPOM30IUIO HepacxoxmeHue Yem B
0ojiee paHHUX SMOPUOHAJILHBIX KJIETKAX Ha CTaguyd MU-
TO3a TIPOU3OIIIIO HepacXoXkaeHue, TeM oOIlIupHee Oyaer
MpeaCcTaBUTENLCTBO 3TOro KioHa [13]. BennuuHa KiioHa
C aHOMaJIMEH 3aBUCUT OT CKOPOCTH KJIETOYHOTO JIEJICHUS:
M3BECTHO, YTO aHEYILJIOMIHbIE KICTKU AEJISITCS MEeIJeHHEee
HOPMaJIbHBIX, TIO3TOMY M BEJIMYMHA aHOMAaJIbHOTO KJIOHA
MeHbIIe. BEIIBUTH 3TH aHEYIIOMAHBIC KJIOHBI HE BCeTaa
JIETKO: TaK, HEKOTOpPbIC KJIETOYHBIC JIMHUM HE JAIOT POCTa
B ®PTA-CTMMYIMPOBAHHBIX KyJIbTypax (Tprcomus 16-ii u
20-11 XpoMOCOM), HO BBISIBJISIOTCS B (prOpobiacTax KOXKH.
AHEYIUIONINH, TIPOM30IICIIINE B MATO3€, PEIKO ITPUBOISIT
K KJIMHUYECKU 3HAYMMBIM TPUCOMMSIM, 32 UCKIIOYECHUEM
Tpucomuii 7-i, 8-t xpomocombl U 45X0, oOHapYKEHHbIX
y 0epeMeHHBbIX.

[Ipu >tux 3 aHEyIUIOMAUAX Bcerma TpeOyeTcsl TOMoJI-
HUTEJbHBIN aHaIM3, TaK KaK OHU CKOpee BCEero 000o3Hava-
OT Mo3anum3M. Eciu aHeyruionaus mpou3oIia B MATO-
3¢, UCKJIIoUaeTcsl yHuIapeHTaiabHas nucomus (YIII), T.e.
JTUCOMUS OT OJHOTO poauTelisi. B aToM ciiyyae Habaoma-
FOTCSI TPMCOMHAsI KJIETOYHAST JIMHUSI U HOPMaJIbHAsT TCOM-
Hag ¢ 1o0aBJIEHMEM KJIETOK OJHOTO U3 ponuTeneii [14].

Mo3zannu3mMoM Ha3bIBaeTCsl HaMM4ue y 1 MHIMBUAyyMa
>2 KJIETOYHbBIX JTUHUM.

Ha npakrtuke heHOTUIT, aCCOUUUPOBAHHBIN ¢ MO3au-
LMU3MOM, O4YeHb BapuabeyieH. Tak, HajiMuue HOPMaJabHbIX
KJIETOK Hapsiiy ¢ aHOMaJbHbIMU KJIMHUYECKU MOXKET BO-
BCE He TIPOSIBIIATLCSA. B OCHOBHOM (DEHOTHUII 3aBUCUT KaK OT
BEJIMYMHBI aHOMAJILHOTO KJIOHA, TaK M OT TOTO, KaK aHO-
MaJIbHBIN KJIOH pacripefiesieH B TKaHSIX U opraHax. KinuHu-
YeCKHe MPOSBIICHUST OoJiee BBIPAsKECHBI, KOTA 3TH KIICTKU
MPUCYTCTBYIOT B BBICOKOM KOHIICHTPALIMU B LIEHTPAIBHOM
HEPBHOW CHUCTEME U NPYTMX XKU3HEHHO BAXHBIX OpraHax.
KnuHrka MOXeT ObITh He BhIPaKEHHOM, €C/IM 3TU KJIETKU
MPUCYTCTBYIOT B MEHee KPUTWUYCCKUX OpraHax: roHamax
WJIN 3KCTpa3MOpPHOHAIBHBIX TKaHSIX OepeMeHHbIX. [larm-
€HTBI C MO3aUIIM3MOM B 3TUX OpraHax MOTYT ObITb (peHO-
TUITMYECKH HOPMaJIbHBIMU, HO MMEIOT BEICOKUIA PUCK KITH -
HU4YecKuX npossiaeHuii. Hampumep, 1—2% GepeMeHHBIX ¢
TUTaIICHTapHBIM MO3aUIIM3MOM (heHOTUITMYECKM HOPMaJlb-
HbI. B peakux cinyvasax ux ¢peHotun 3aBucut ot YIIJI, koto-
past BHOCHT IOTIOJTHUTEIbHBIN PUCK U TaeT OOJIbIIIE JIETaThb-
HBIX UCXOIOB B cIy4yasx Tpucomuii 14-it u 15-if xpomocoMm,
aTtakxke 13,18, 21-iuXuy.

Mo3zanyHbIit KJIOH MOXKET ObITh O4Y€Hb HEOOILIINUM, TTO-
3TOMY CTPATEeTMUYCCKU TIPH BEISIBICHUM axke HEOOJBIITOTO
AHEYIUIOMIHOTO KJIOHA MPU LIUTOreHeTHYeCcKoM aHau3e 30
MeTada3 Heobxoaumo ucnonabzoBaTh Metoa FISH ¢ ananu-
30M He MeHee 200 KIeToK.
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Tpucomun. Bosee 80% HepacxoXIeHUIT XPOMOCOM,
MIPUBOISIINX K TPUCOMMSIM, IPUXOAMTCS Ha OOTCHE3 B
1-M geneHuM Melio3a; 3TU OLIUOKHU CBSI3aHbI C BO3PACTOM
Marepu, YPOBHEM 3CTPOT€HOB, MCIOJb30BAHUEM Opasib-
HBIX KOHTPAIICIITUBOB, IIPUEMOM aJIKOTOJISI, KypPeHHEM,
paaualMOHHBIM 00aydeHueM [6, 9—11]. MckioyeHue —
anoMaimst XYY B 100% cirydaeB cBsi3aHa co 2-M JeJIeHU-
€M MYXXCKOTo Meito3a. JJist ocTaabHBIX TPUCOMMIT BO3pacT
MaTepy TakXke SIBJIsSeTcd pemaiomuMm: y 20-JTeTHUX pUCK
Tpucomuii — 1:20, y 40—45-netHux — 1:3.

MoHocomud. MoHOcCOMHUSI X-XPOMOCOMBI  SIBJISIETCS
eIMHCTBEHHOI, HaOJIIOOaloNIeiicsa y XXuBbIX. bojee yeM B
80% ciyyaeB TepsieTcsl OTLOBCKasi X-xpomMocoMma. [1oaTo-
My Bce SMOpUOHBI ¢ cuHApoMoM TepHepa 45X nuMeroT Ma-
TEPUHCKYI0 X-XpoMocoMy. 50% WHIMBUIYYMOB C CUHIPO-
MoM TepHepa — MO3aMKu, a HOpMaJIbHasl KJIETOYHAS IMHUS
MOXET OBITh TNOO KeHCKoM 46XX, 1160 Mykckoil 46XY,
Toraa heHOTUNMIEeCKU MHANBUIYYM — JTM0O JeBOYKa, TNOO
Maib4yuK. Bce MHOUBUIYYMEBI ¢ KapuoOTUTIOM 45Y HeXXn3He-
CIIOCOOHBHI.

Dymaounuu. [arionaHbIN WM OKOJIOTarUIOMAHBIN Ka-
PUMOTHII Y JIFOJICH SIBJIIETCS PEIKOCTHIO M BCTpedaeTcs JIM0o
B ramerax, JIMOO Ipu HEKOTOPbIX BUAax omyxoseid. ITonu-
TUTOMJHBIN KapuoTUIl 60Jiee pacIIpOCTPaHEH, OH COAEPXKUT
1160 69 XpOMOCOM € 3 KONMUSAMHU KaxI0i, 1160 96 XpoMo-
COM ¢ 4 KonusMU Kaxmoit, 1160 okoJio Toro. Yaiie Bcero
3YIVIONINM BBISBIISIIOTCS B MaTepuasie CIIOHTaHHBIX abop-
TOB: 6—7% — Tpuraouasl U 1—3% — ToTparIouabl.

Tpummonauu. 3 TIONTOBBIX dYallle BCETO BCTPEUAIOT-
cs Tpurtonann XXY u XXX, pexe — XYY. B 90-x romax
D. Warburton 1 M. Neuber u coaBT. onucaHo 2 ciydas,
B OJTHOM M3 KOTOPBIX YaCTOTa TPUTIJIOMINI COOTHOCWIIACH
st XXY:XXX: XYY kak 92:82:2, B ipyrom — Kak 36:26:1 [15].

Hemo3aununbie (hopMbl TPUTIIIOUINI BCTPEYAIOTCS TOMb-
KO TIPU CITOHTAHHBIX a00pTax. B OOIBITMHCTBE 9TUX KJIETOK
JIOKA3aHO OTIIOBCKOE ITPOMCXOXICHHUE TOIOJTHUTEIBHBIX
X- n Y-xpoMocoMm. KinuHMUUYECKU 3TO — TsiKesaass MHOXKe-
CTBEHHAsI TATOJIOTHSI, TeHUTAJIbHbIE aHOMAJIMU — T10 MYXK-
CKOMY TuIy. Bce 3Tu 1mombl, Kak IpaBUIIO, HEXN3HECITO-
COOHBI.

Mo3annusM ¢ TPUILUIOUIHOM KJIETOYHOM JIMHUEH 1 HOP-
MaJIbHOM JTUTUTOWIHOM BCTpeYaeTcst Tak peako, uto ¢ 1960 T.
OIMMCAHO Bcero 25 cayyaeB HOBOPOXKICHHBIX ¢ MO3aMYHOM
TPUTUIOUI/AUTIIOUA- ¥ MUKCOILIOMI-KJIETOUHBIMU JIMHM -
savu. DeHoTUMYECKNEe TTPU3HAKKY TaKOU ITaTOJIOTUM TIPO-
SIBJITIOTCS TOJIBKO KOXKHOM MUTMeHTalneil. BeipaskeHHOCTD
KJIMHUYECKUX CUMIITOMOB 3aBUCUT OT IIPOLIEHTa aHOMAaJIb-
HBIX KJIETOK: YeM MX OO0JbllIe, TeM BbIpakeHHEe KIMHUYEe-
ckue mposiBiieHus. B 75% ciydaeB KapuoTUI B KYJbType
JUM@OIIUTOB HOPMAJbHBIN, TPUIUIOMIHYIO JTUHUIO yAa-
BaJIOCh BBIIBUTH TOJIBKO TPU OMOICHU KOXU B KYJIBTY-
pe ¢ubpobdiacToB. [ToaTomMy pekoMeHayeTcsl MPOBOAUTH
OMOIICHIO KOXM C IIOCTCAYIONINM ITaccaXkeM KYJIbTYypPHI
(ubpobdiacToB u ux Kapuotunuposanvem / FISH [16].

Terpamnounus. TerparoungHocts XXYY u XXXX Ha-
OmomaeTcsl B OMOPHMOHAIBHBIX TMPEIUMITIAHTAIIMOHHBIX



kJjeTkax. OnucaHo 14 ciyyaeB HeMO3aMYHbBIX KUBbIX T€Tpa-
wiouaoB [17], MOCKOJbKY MAalMEHThl YMUPAIOT YK€ Ha 1-M
rony xku3Hu. [TpUuMHOI CMEPTH CTAHOBUTCS TSDKeJeiiast
MoJIMopraHHasl maTojiorusi. JluarHocTupoBaTh TeTparuio-
WIHBII MO3aWIIN3M TPYIHO, TaK KaK MO3aNMJHbIC IMHUM He
BCETa BBISIBJISIIOTCS B KYJIBType TUM@OILIUTOB, aMHUOTHYEC-
CKO KUJIKOCTU U B XOPUOHE; MPU HAJTUUUU BO3MOXKHOCTHU
HE00X0AMMO KapuOTUIIMPOBATh WM HCCenoBaTh (puodpo-
omactel FISH-MeTonoMm.

CTPYKTYPHbBIE NEPECTPOMKM

B umcio CTpyKTypHBIX IIEPECTPOEK BXOMAT AYILIAKA-
11U, OeJeM, KOJIblia, UHBEPCUM, MHCEPIIMU, TPAHCIOKa-
LMY ¥ Macca IPYTUX CTPYKTYPHBIX COOBITHIA. [IJ1sT BEISIBIIE-
HUS KOJIMIECTBCHHBIX aHOMAIUI HEOOXOIMMO U3YIUTh He
meHee 20 meTadas u ellle JOMOJIHUTENIbHO 5 — IS OIpee-
JIEHUsI CTPYKTYPHBIX IepecTpoek. TiaTeibHOe KapuOTUITH -
pOBaHME TTPOBOAUTCS C YICTOM U3MEHEHUST OKPACKH, JIOKA-
JIN3aIUU IIEHTPOMEPHI, I3MEHEHU KOPOTKOTO 1 [IUTMHHOTO
Tieya, CITyTHUYHBIX JIOKYCOB. 17151 BBISIBICHUSI CyOMUKPO-
CKOIMMYECKUX aHOMAaJINiIT HEOOXOIMMO MCIIOJIb30BaTh METO-
et FISH, M-FISH unu mukpounmnpoBaHue.

HekoTopble pernoHsl 4esI0BEYECKOro IeéHoma, TaKue
KaK KOpOTKHUE IJIeUYU U caTe/UTUThI XpoMocoMm 13, 14, 15, 21
" 22, IepULIEHTPOMEPHEIC W TeTePOXPOMATUHOBBIC PETHO-
HbI XpOMOCOM 1, 9, 16 1 reTepOXpOMAaTUHOBbII PErMOH IUC-
TaJILHOTO IJIeYa Y-XpOMOCOMBI, BapuadeaIbHbI pu audde-
PEeHIMAIBHOM OKpacKe, YTO MPUBOAUT K TPYTHOCTSIM UX
TIOMCKa Y TIPUBSI3KH K BBISIBJICHHBIM HApYIICHUSIM KJIMHU-
yeckoit KapTuHbl. Korma cTpykTypHasi mepecTpoiika Hali-
JIeHa, CJICAYIOINIA IIIar IO ONpeAeJeHUIO €€ MOTeHIIMaTIbHO
3HAYNMON KIIMHUKY OBIBAaeT CIOXHBIM. XOTSI MHANBUIYY-
MBI C BBIpaKEeHHBIMM HecOalaHCUPOBAaHHBIMU MEPECTPOIi-
KaMu — OYTUIMKAUUSIMU U AeJelusIMUd — (DeHOTUITMYECKHU
aHOMaJIbHBI, TIPUPOA 3TUX aHOMAJIMl He IO KOHIIA sSICHA,
TaK KaK OHU IPUXOMAT K JETSIM OT KIMHUIECKN HOpMallb-
HBIX poauTeneit [18].

Hampumep, (heHOTUTTMYECKH HOPMAJIbHBIA POIUTEIH
MOXKET OBITh HOCHUTEJIEM HecOaJTaHCUPOBAaHHOM MepecTpoii-
KU 7151 peOeHKa, IMOCKOJIbKY UMEET TTapy XpOMOCOM-TOMO-
JIOTOB: OIHA XpOMOCOMa aKTUBHasl, Apyrasi — MHaKTUBUPO-
BaHHAsI B OpTraHM3ME POIMTEIS, HO HEsSICHO, KOTOPYIO U3
HUX yHacjemyeT pedoeHoK. Eme cimoxHee aHaIM3WMpPOBaTh
cbOaaHCUPOBaHHbIE TIEPECTPOIKU Oe3 TTOTepU UJIU U30bIT-
Ka MaTepuajla B TeHOME M MyTallMu de novo. Bo3MOXKHEI
OJIaroTnpUSITHBIC 1 HEOJIarOIIPHUSTHBIC BAPUAHTHI: B PEe3yJIb-
TaTe MyTallul BO3MOXKHBI ITOTEPsI MJIM U30BITOK TeHETHYEC-
CKOIo MaTepuaja Ha ypOBHE MUKPOJEIEei, HO LIMTOTEHEe-
TUYECKU 3TO HE BBISABIISIETCS.

Hpyroii BapuaHT: B pe3yabTaTe MyTallMU ITPOU30IILIa
cOajaHCUpOBaHHAsl TIepPecTpPoiika, HO IepecTPOCHHBII
YJ4acTOK MHAKTUBUPOBAH M HE MpUBEIET K (DEHOTUITIYIE-
CKMM OTKJIOHCHMSIM. BaXXHOCTH IIpeHAaTaJbHON IHArHO-
CTUKHU — B BO3MOXHOCTU YBUIETH MEPECTPONKU A0 3aya-
THSI, 9YTO TaCT BO3MOXKHOCTb PACCUYUTATh MHIMBUAYATbHBIA
PUCK 7151 KaX 0 cymnpyxKeckKoil mapsl [19] .
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Jlenemuu — BUI TIEPECTPOEK, KOTOPbIE MPUBOISAT JTNOO
K MOHOCOMHOMY Ha0Opy reHOB B KapuOTUIle, JUOO K OT-
CYTCTBUIO HOPMAJIbHOI'O YPOBHSI OJHOTO WM HECKOJBbKMX
TeHHBIX TTPOIYKTOB. [IprMephl KIIACCUMYECKUX CUHIPOMOB
C IeIeIUSIMI: CUHIPOM KOIIaybero KprKa (5p-), CHHIPOM
Boasda—XupmixopHa (4p-) u 18p-cunnpom. LlutoreHeTu-
YECKU JeJIeIIMM MOXHO Pa3lIeuTh Ha 2 TPYIIIbL: eCIu Je-
JICTUPYETCS TUCTANTBHBIN YUIN TEJIOMEPHBIN yJacTOK, Jeje-
1IMST HA3BIBACTCSI TEPMUHAIBHOM, HaIIpUMep AeJIeIus Ipu
18p-cunapome. Jleaeuuu, MpOUCXOASIIINE BHYTPU XPOMO-
COMBI, Ha3bIBAIOTCSI MHTEPCTUIIHAIBHBIMA. MOJIEKYJISIpHEIC
KUCCJIEIOBAHMUSI MOKA3bIBAIOT, YTO 7—25% TepMUHAIbHbBIX
JIeJenii Ha caMOM JeJie SIBJISIIOTCS MHTePCTULHATIbHBIMU
[20].

VirydieHue pa3peniaroneii ClIocOOHOCTH IIUTOTeHETH -
YECKMX METOJIOB MMyTeM YIUTMHEHUSI XPOMOCOM CIIOCOOCTBO-
BaJIo BBISIBJIEHUIO Aeneuuii pazmepom 3—5 Mb. Jleneuuu,
BKJTIOUaoIIMe | TeH Wiv 9acTh reHa, JIeTeKTUPYIOTCS C T0-
MOIIIBIO MOJIEKYISIPHBIX MeTOJI0B — MUKpouumoB n FISH.
WHnorga aHomManbHbIN (PEHOTUIT MPU IEJICLUSIX MOXET OBbITh
BBI3BaH U3MEHEHUEM YPOBHSI IKCIIPECCUU OCTABIIIMXCS T'e-
HOB, Y KOTOPBIX M3MCHSIETCSI TeHETUYECKOE OKPYKCHMUE.
Kaszanoch Obl, yeM OO0JIbIIE AeaeIMsI, TeM OOJIbIIe U3MEHE-
Hue ¢eHotuna. Ho Ha mpakTuke BCe 3aBUCUT OT IIPUPOIbI
JIeJICTUPOBAHHBIX TCHOB M WX BIIMSIHUSA Ha (DEHOTUIT: JIejie-
uuu 3p25,3-pter, Spl4, 11p12, 13q21, 16921 He BBI3BIBAIOT
HapylleHU# (peHOTUNAa U HE BIMSIOT Ha POCT U pa3BUTHUE
opraHu3Ma

MuKpoaeneIMoHHbIe CHHIPOMBI — XOPOIIIO M3BECTHAS
KJIMHUYECKasT KaTeropusl MHTEPCTUIIMATIbHBIX EICIIMIA.
Jeneuun oo6bryHO HeboablMe, 1,5—4 Mb, a Tak Kak OHU
aCCOIMMPOBAHBI C XOPOIIO y3HABaEMbIM (DEHOTUTIOM, TO
IJIST IETeKIIMY TaKUX METKUX IeIeIINil NCITOIb3YIOTCS MU
BbIcOKoOpa3pematone Meroabl G-band, M-FISH, wiu
MUKpouunupoBaHue [19].

Jymmkamum — IepecTpoiiky, CBI3aHHBIC C JOIOJIHU-
TEJbHBIM KOIMPOBAHUEM XPOMOCOMHOIO pEeruoHa, Ko-
TOPBI MOXKET OBITh JIOKATM30BaH JUOO PSAOM CO CBOEH
KOITHE, TN0O B IPYTOM MECTE 3TOi 3Ke XPOMOCOMEI, JTH0O
Ha apyroii xpomocome. Ecnu nonosHUTeNnbHbIN MaTepuat
pPAacMoJIOXKEH PSIZAOM CO CBOEi KOMUEeH IO Ty e CTOPOHY
LIEHTPOMEPBI, 3TO — TIpsIMast AYTUTMKAIIUS, €CITU 110 IPYTYIO
CTOPOHY OT IIEHTPOMEPHI — 3TO MHBEPTUPOBAHHAS MYTLIN-
Kaius. BHe 3aBUCUMOCTH OT OpUMEHTAIIMU B TEHOME DYTLIN-
Kalysl MPYBOAUT K HApYIIEHUIO TEHHOTO OajaHca U Hapy-
meHusiM (peHotuna. Tak, HacieayeMasi IO MaTepUHCKOMN
JIMHUY TIPOKCUMaTbHAsI TyTUTMKALIMS 15q BeAeT K TsoKeJIon
KJIMHUYECKON KapTUHE: ayTU3M, UHTEJJIEKTyalbHbIE Hapy-
meHust 1 T.0. Takas Xe AyTUIMKailusi, yHacjieJoBaHHAs OT
OTIIa, HE MMEET MaTOJIOTMIECKUX TIPOSBICHUI Yy peOeHKa.
Wnentuduxkanys MMKPOAYIIMKAIIMOHHBIX CHUHAPOMOB
Oosiee TpobIEeMaTUYHA, YeM MMKPOIEJCIMOHHbIX. 3a ucC-
KJTIoueHreM cUHIpoMoB beksura—Bunemana u Kopuennu
ne JlaHre, acCOLMMPOBAHHBIX ¢ AyruKauusmu 11pl5.5 u
3q26.3, 3a nociiegHee BpeMs 3aJ0KyMEHTUPOBaHBI CJICAYIO-
e MUKPOMYIUIMKALIMOHHBIE CHHIPOMEL: Yiiibsamca, [1pa-
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nepa—Bumm/Anrensmana, Cwmuta—Marennca, HNPP,
Hu/Ixomxku, 17g21.3 [20].

MNuBepcuu — BHYTPUXPOMOCOMHBIE MEPECTPOMKU, TTPU
KOTOPBIX TEHETUYECKUI MaTepual MeXay TOYKaMu pas-
pbiBa MeHseT mo3unuio Ha 180°. IlepuneHTpryeckne MH-
BepCUM — TpYyIa HMHBEPCUI, KOTOpbIC (HOpMUPYIOTCS
10 pa3HbIe CTOPOHBI LIEHTPOMEPHI, TI0 OAHON Ha KaxKIOM
miede XpoMocoMbl. [laparieHTprueckue WHBEPCUM HWME-
IOT TOYKHM pa3pbiBa Ha | meye XpOMOCOMBI, IIO3TOMY TIPHU
CTaHIAPTHOM LIUTOI€HETUYECKOM MCCIENOBAHUM STOT TUIT
MepeCcTpoeK JAETEKTUPYETCsT ¢ TpyaoM. YacTtoTa repuliieH-
tpudeckux uHBepcuii — 0,12—0,70%, mapaueHTpUIECKIX —
0,1-0,5% [21]. CbanaHcupoBaHHbIE MHBEPCUU HAXOIAT
y 85—90% (heHOTHITMIECKH COBEPIIIEHHO 3I0POBHIX JIOACH
KaK CJIyJaiiHble HaXOOKMH.

CeMeliHbIC MHBEPCUM XOPOIIIO M3BECTHBI, HAIIpUMeEp
MepulieHTpUYeCKast UHBEPCUsl 8-if XpOMOCOMBI C TOUKa-
MU pa3pbiBa B mo3uumu 8p23 u 8§q22. Dra aHOManus 3a-
perucTpupoBaHa BO MHOTUX MEKCHMKaHO-aMepPHKAaHCKUX
ceMbsiX K ceBepy oT Hpio-Mexuko nocie 1800 r [22].
CxonHast mapaleHTpuueckass nuHBepcusi 11-if XpoMOCOMBI
¢ ToukaMu pas3pbiBa 11q21 n 11923 gacTo BcTpeuaercs B
Hupnepnannax [23]; 45% nalLueHTOB C BhIpakeHHOM T'eMO-
¢unueit A B rere ¢axkropa YIII umeror 1 uiau 2 uHTpareH-
Hble uHBepcuu [24]. CxoaHast cuTyallus BbISBIEHA Yy Ma-
LAEHTOB ¢ MYKOIToJMcaxapuao3oM 2-ro tuma [25]. Yamie
BCEro BCTpevaeTcss MHBEPTUPOBAHHAS AYIIMIMPOBAaHHAS
xpomocoma 15: 15[idic(15(ql1q13)]. DTa xpoMmocoma co-
JIEPKUT 2 KOIMMU KOPOTKMX TUIeUEei, ICHTPOMEPY U TPOK-
CHMAaJIbHOE IJIMHHOE TIJIeY0 BCErna MaTePUHCKOIO IIPOUC-
XOXKJIEHUsI, YTO MOXKET OBITh CBSI3aHO C PUCKOM TPUCOMMMU.
Tak kak 4aiie Bcero | ieHTpoMepa He aKTUBUPYETCS U He
TIPOSIBIISIETCSI, 3TU XPOMOCOMBI MOXKHO pacCMaTpUBaTh Kak
rnceBaOU30AMIIeHTpUYecke. Ecian aTu XpoMOCOMBI CO-
nepxar kputndeckuit pervon [lpanepa—Buiiu/AHrens-
MaHa, (PEHOTUIMYECKHN pe3yabTaTaMM IyIUIUKAllnU Oy-
IyT 3aep>KKa Pa3BUTHUSI, ayTU3M, JIMLIEBONH TUCMOPDU3M.
Ecnu pyniukauust 3TOro permoHa OTCYTCTBYeT, (DeHOTUTT
Oynmet HopMaJbHBIM [28, 29].

O0pa3oBaHus AUIEHTPHYECKOT0 THNA (AMIEHTPUKH) —
CTPYKTYpBhl C 2 ILIeHTpoMepaMMu. Y 4ejloBeKa Haubosee
M3BECTHBIM JTUIIEHTPUYECKUM O0pa3oBaHUEM SIBJISIOT-
¢ poOEepPTCOHOBCKME TpaHcaoKaumu [26]. MexaHu3M nx
(opMUPOBaHUS COCTOUT B TOM, YTO Y 2 MOHOLEHTPUKOB
(opmMupyetcst BropruHasi Touka pa3pbiBa, B KOTOPOW CO-
SIUHSIOTCS KOPOTKHUE TUIEYN 2 aKPOLIEHTPUICCKUX XPOMO-
coMm [27].

MN30xpomMocoMbl — MOHOLEHTPUUYECKUE XPOMOCOMBI,
conepkanive 2 UACHTUIHBIX Iieda 1Mo 00e CTOPOHbI IIeH-
TPOMEpBHI, 2 KOIINY TYIIAIIMPOBAHHOTIO TIIeYa M HU OTHOM
KOIMUHU JeJIETUPOBAHHOTO Iieya. MoJieKyIsipHble ucciie-
JIOBaHUsI TTOKA3aJIv, YTO TOUKA pa3pbiBa Yallle HaXOIUTCS B
OKOJIOIICHTPOMEPHOM y4JacTKe, YeM B CaMOil IICHTpoOMepe
[30]. KnuHuyeckum mocieacTBueM (hOpMUPOBAHUST M30-
XPOMOCOM SIBJISIETCSI TeHETUYECKUi nrucbananc. B penkux
CIIyJasix TeHeTMYeCcKUi OajlaHC COXpaHseTCsl BCIIEICTBUE
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dopmupoBanust 1 akpoleHTpUKa: HalpuMep, HOCHUTENb
cOajlaHCUPOBAaHHON POOEPTCOHOBCKOW TpaHCIOKALIUU
21;21 umeet 45 XpOoMOCOM C M30XPOMOCOMOIT 21q 1 OT-
CyTCTBUEM HopMajbHOW 21-ii xpomocomnbl. Ilpencrta-
JICHBI CIy4ad ¢ KOMIUIEMEHTApHBIMU HM30XPOMOCOMAaMU
U3 KOPOTKMX W JUIMHHBIX ILI€UYeil: M30XpomocoMma 2p u
2q [31]. Korna uzoxpoMocomMa UMEETCs Yy MHAMBUAYYMa
B HOPMaJIbHOI KJIeTKe ¢ 46 XpOMOCOMaMMU, COYETAIOTCS
MOHOCOMMUSI AEJICTUPOBAHHOIO MaTepuana W TPUCOMUS
MaTepuajga OyIUIMLIMPOBAHHOTO ILieya, YTO MPUBOAUT K
nUcOaTaHCy U COMPSIKEHO C BBICOKOW JIETaJbHOCTHIO [32].
JleTanpbHOCTh accOIMMPOBaHA Jallle ¢ OOJBIINMH XPOMO-
coMaMM, OOJIBIIMHCTBO K€ M30XPOMOCOM, OTHOCSIIINXCS
K 3TOI KaTeropuu, BKJIIOYAIOT B cebsl HEOOJbIINE XPO-
MocoMbl. Hanbosee gacto 310 XpoMocomul X, Y, 13, 18 u
21, KOTOpbIE aCCOLMMUPOBAHBI C XKMU3HECTTOCOOHBIMU TPU-
comusiMu. TloTepst KOPOTKOro Ijiedya XpoMOCOMbl X WU
18, KOPOTKOTO WJIM JUIMHHOTO TIjIeya XpOMOCOMBI Y BeJleT
K >KM3HECIIOCOOHO MOHOCOMMU. MaTeprHCKas Ui OT-
LIOBCKasl MPUHAMJIEXKHOCTh M30XPOMOCOM BCTPEUYAIOTCS C
OJIMHAKOBOI YacTOTOM, M MX MPUCYTCTBUE HE CBSI3aHO C
BO3pacToMm poauteneii [33].

KoabueBbie XpoMoCOMHbIE 00pa30BaHHsS — OJHA U3 ca-
MbIX peakux aHoMmaymmit: 1:25 000—1:62 000 HOBOPOXK-
neHHbIX [34]. OOpasyloTcsl OHM B pe3yjibraTe MyTaiuii de
novo 1 TOJbKO B 1% ciyyaeB HaclleAyIOTCsS OT POIUTEIIEI,
yaile — OT MaTepu. BoJbIIMHCTBO KoJjel (hopMuUpyloTcs
U3 HOPMaJbHBIX XPOMOCOM, MHOT/IA 3TO MPOWCXOAWUT CO
CTPYKTYPHO aHOMaJIbHBIMU XpoMocomamu |35, 36]. Koib-
LIeBbIE XpPOMOCOMHbBIE 00pa30BaHUsI — JIMOO MEJIKHUE alleH-
TpUYecKre KoJiblia, chOpMUpPOBaBIIMECS 0Oe3 ydacTusl
1eHTpoMep u3 (parMeHTOB XPOMOCOM, JIMOO KPYITHBIE
LIEHTPUYECKUE KOJIbIIa, C(hOPMHUPOBABIINECS 32 CYCT KOH-
LIEBBIX Aeaelnii XpoMocoMbl. B 1-M ciiyuae anieHTpuyeckue
KOJIbIIa 2JIMMUHUPYIOTCS B TIpOLIecce IeJIEHUsI, BO 2-M Yallle
coxpaHsoTcs. HecMoTpss Ha OOJBIIyIO BapraOeIbHOCTH
KJIMHUYECKUX TposiBieHui, Cote U CoaBT. ObLIO BBEACHO
MOHATUE «ring syndrome» 111 0003HaUYeHUs (HEHOTHIIA,
KOTOPbIii HAOJIOAaICs y MAaUMEeHTOB ¢ 46 XpOMOCOMaMH,
1 13 KOTOPBIX ObUTA TUITMYHBIM OOJIBILINM KOJIBLIOM. DeHO-
TUMAYECKU Yy TMAlUMEHTOB HaOJI0Jaduch HU3KUU PpOCT,
MUKpoledannsi, UHTeJUIEKTyalbHble HapyleHus [37].

MapkepHble  XpPOMOCOMBI —  XPOMOCOMBI, KOTO-
pble HE MOTYT ObITh MAECHTU(MUIMPOBAHBI C MOMOIBIO
G-nuddepeHumnanbHoii okpacku [38]. BbISBISIIOTCS OHU
¢ vacroroit 0,044—0,075% B mpe- ¥ MOCTHATAJIbHBIX KMC-
CIeMOBaHMSIX, TPU OEPEeMEHHOCTH C YJIbTPa3ByKOBBIMU
aHomanusmu [39]. MapkepHble XpOMOCOMBI UMEIOT Ma-
JIEHbKME pa3Mepbl UM OUYeHb MaJIeHbKIE, 9KBUBAJICHTHbIE
xpomocome 20 nim meabde ee. CoBceM MeTKre MapKepHbIe
XPOMOCOMBI Ha3bIBalOT «MUHYTHBIMU»; Yallle BCEro OHU
SJIMMMHUPYIOTCSI B TMpollecce AesieHusi. MckmoueHue u3
MpaBUjIa — MapKepHBIE XPOMOCOMBI M3 MaTeprajia XpOMO-
coM X 1 Y, KOTOpbIe HAaXOIAT Y MHAMBUIYYMOB € 46 XpoMO-
comMaMu U 1 MHTaKTHOU XpomocoMmoit X. 50% MapKepHbIX
XPOMOCOM TIPUXOAUTCS Ha aKkpoueHTpuku 13, 14, 15, 21-i



u 22-it xpomocoM u 50% — Ha xpomocomy 15 [40]. Moie-
KyJISIpHBIE MeToAbl ucciemoBanus u texHuka FISH obe-
CIIEYMJIM BO3MOXHOCTb MICHTU(MUILIMPOBATH HEKOTOPHIE
MapKepHBbIE XPOMOCOMBI, OIHAKO TOJbKO 30—40% u3 Hux
MOXHO CBSI3aTh C OIPeACICHHON KIIMHIYECKON KapTUHOA.
DTO0 — MalUEeHThl ¢ U3OAULIEHTPUKOM 15-11 XpOMOCOMBI,
M30XpOMOCOMOIi 18, M30AMLEHTPUKOM 22-i1 XpOMOCOMBI
(CMHIPOM KOIIAYbMX [Ia3) WIA I€PUBATOM XPOMOCOMBI 22
(cuHIpOoM DMaHY?JIs).

Peuunpokusie Tpanciaokamuu (yactora — 1:1000—1:673
[42]) — pe3ynabrar OoOMeHa TE€HETUYECKUM MaTepuaioM
MEXIy 2 pasnu4HbIMKu xpomocomamu [41]. Okoso 70% u3
HUX — ceMeliHble, moBTopstonmecs t(11;22)(q23:ql1.2),
onucanbl B 100 cembsix. Hocutenu atoii TpaHcaoKauuu
nMenn 47 XpoOMOCOM, BKJTIOUasi JOTIOJTHUTEILHBIN TepuBaT
22-ii xpoMocombl. To ecTh Kaxnblit U3 neTeil ObLT YacTUy-
HBIM TPUCOMUKOM ITO TTPOKCUMAIbHOMY JJIUHHOMY ILIEYy
XPOMOCOMBI 22 ¥ AUCTAJILHOMY IITTMHHOMY TIJIeYy XpOMOCO-
Ml 11. B 20 ceMbsIX TTOCTIe pOXXIESHUS AETEl ¢ CUHIPOMOM
Bonbpa—XupuixopHa Obuta oOHapyKeHa TpaHCIOKaLus
t(4;8)(p16;p23) [43, 44].

PobGeprconoBckue TpaHcaokamuu. JJaHHbIN BUd TpaHC-
JIoKaluit obpasyercs, Korjaa JJIMHHBIE TIJIedr 2 U3 5 akpo-
LIECHTPUKOB COETUHSIIOTCS WIK 10 LIEHTPOMEpPE, UJIU OKOJIO
Hee, o0pasys 1 Gosblyio xpoMmocomy-aepuBaT. Hocurenu
POOEPTCOHOBCKMX TPAHCIOKAIMK MMEIOT 45 XpoMOocoM.
OHU (peHOTUNNYECKU HOPMaJlbHbI, HECMOTPSI Ha TOTEPIO
KOPOTKUX TIJIeUeil akpOlLIEHTPUKOB; 15 BapnaHTOB podepT-
COHOBCKUX TPAHCJIOKALMil BCTPEUAIOTCS B TIOMYJSIIIUUA C
pasHoii yactoroii. B 5% ciydaeB poGepTCOHOBCKUX TPAHC-
JIOKAIMii XpOMOCOMa-JiepruBaT o0pa3oBaHa M3 TOMOJIOTUY-
HBIX XpOMOCOM, B 95% ciiyyaeB — M3 HETOMOJIOTUYHBIX.
PobGeprcoHoBckas Tpanciokanus t(13:14) BeisiBieHa B 75%
cay4daes, a Ha goJito t(14:21) npuxonutcst 10% BbISIBICHHBIX
ciydaeB [45]. Y ¢peHOTUIIMYECKH HOPMAJIbHBIX HOCUTENEH
POOEPTCOHOBCKMX TPAHCIOKAIIMI TTOBBIIICH PUCK POXIE-
HUs IeTeli ¢ HecOaJlaHCUPOBaHHBIM KapMOTUIIOM, OCOOEH-
HO €CJIM HOCUTENTh — XKEHIIMHA.

NMucepuun. J1aHHBINM BHUI TPeXpa3pbIBHBIX IIEPECTPOCK
MOXET ObITh MPSIMbIM, COXPAHSIIOIINM HMCXOAHYIO OPUEH-
TalM0 OTHOCUTEIBHO LIEHTPOMEPHl M1 UHBEPTUPOBAHHbIM,
¢ moBopotoM Ha 180°. XoTs1 MHCEpUUM BCTpeyaloTCs He-
YacTo, OYeHb BaXKHO BBISABJISATH CEMEHHBIC CIIydal TaKHMX
MepecTpoek, Tak KaK PUCK OO0pa3oBaHUSI XPOMOCOMHOIO
nucbananca y aeteit — 50%. [lpu Hammuum HeGOJIBIIOTO
BCTaBOYHOT'O CErMEHTAa HOBOPOXICHHBIC BELKMBAIOT IaxKe
MIpY HAJTMIUU XPOMOCOMHOTO ArcOaiaHca.

KoMmnyiekcHble XpOMOCOMHbIE MEPECTPOMKH — CTPYK-
TypHBIE aHOMAJIMK, BKJIIOYAIONINE B Ce0s1 KAaK MUHUMYM
2 XpOMOCOMBI U 3 TOUKM pa3pbiBa. BOJIBIIMHCTBO KOM-
MJIEKCHBIX MEPECTPOEK — COOBITUS de novo B OpraHu3Me
ponuTesneit; u3peaka oHU ObIBAIOT U CEMEWHBIMU, KOTO-
pbIc HACJICAYIOTCS IO MaTepUHCKON JTWHWU, ITOCKOJBKY
OHM 0oJiee TOJIEPAaHTHBI K XKEHCKOMY Mei03y, 4eM K MyK-
ckoMy. OHU MOTYT OBITh COATaHCUPOBAaHHBIMU, HecOalaH-
CUPOBAaHHBIMU M KOMILUTIEKCHBIMU [46]. CaMast oGIIupHas
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KOMIIJIEKCHasl TIepecTpoiika, OMUCaHHAas B JUTEpaType,
BKJIIOUayia B ce0s1 5 xpomocom u 24 Touku paspbiBa [47].
JeTanbHbIli MOJEKYJSPHBIN aHaIU3 IMO3BOJUJI BbISIBUTH
MEXaHU3M MHOTUX KOMIIJIEKCHBIX TepecTpoeKk, 00b-
SICHSISI MX pe3yJIBTaTOM | KaTtacTpo(UIECKOrO COOBITHS
1 0003HaYas UX TEPMUHOM chromotripsis — «pa30UTHIN Ha
KYCKM», MMpUYEeM 4eM O0Jblle TOYEK pa3pbiBa, TEM BbILIE
PUCK aHOMaJIBbHOTO UCXO0/a; OH 3aBUCUT OT KPUMNTUYECKUX
NYIUIMKALMA, aeaeluii, o0COOEHHO OT IpepbIBaHUS pery-
JIITOPHBIX T€HOB B | WM HECKOJBKHUX TOYKAax pa3phbiBa.
HocuTtenn KOMIUTEKCHBIX cOaTaHCUPOBAHHBIX XPOMOCOM -
HBIX TiepecTpoek uMeroT 50% puCK BBIKUABIIIEH, TOSTOMY
PMCK [JI5 HOBOPOXIEHHBIX HE3HAUUTEIbHO OTIMYACTCS
OT puUCKa IS HOCUTEJEW MPOCTBhIX COATaHCUPOBAHHBIX
PELMITPOKHBIX TpaHCIOKaIuii [48].

Ponb  KIMHUKO-IIUTOTEHETUYECKUX  UCCICIOBAaHMUI
B 1IeJIOM M Bpaya LIMTOT€HEeTHKa, B YaCTHOCTU, B OOHapy-
J)KEHUU HACJIEACTBEHHBIX aHOMAJIU YpPE3BbIYAHO BaXKHa:
OH TIEPBBI MOXKET BBISIBUTH Y TTOTCHIIMATBHBIX POIUTEICH
XPOMOCOMHYIO aHOMAaJIMIO WM 3all0A03PUTh €€ U TTPOI0I-
XKWUTh €€ BBISIBJIEHHWE C MOMOUIBIO BBICOKOPAa3pelIaoIInX
MOJIEKYJISIPHBIX METOMIOB, €CJIM aHOMAJIUST MaJia WK pactio-
JIOXKEHA Ha XpOMOCOME aTUITUYHO.

MHorue NoTeHIMaJIbHbIE POAUTESM CUMTAIOT cebs
COBEPLIEHHO 3J0POBBIMU, MPOXOAAT MPOLEIypY Kapuo-
TUITMPOBAHMS TOJIBKO IO IMOBOAY OecIioaus (CUHAPOMBI
Kneiipensrepa, Tepuepa, cunapom 3XXX). ¥V denoru-
MUYEeCKUW HOPMAaJbHBIX PONUTEsE, HOCUTeNeil pobept-
COHOBCKHUX TPAHCJIOKAIIWI, TIOBBIIICH PHUCK POXICHUS
neTeil ¢ HecOaaHCUPOBAHHBIM KapUOTUIIOM, OCOOEHHO
€CJIM HOCUTEJIeM 3TOW TPaHCJIOKallUU SIBASIETCS XKEHIIU-
Ha. B ciiydyae ceMeiHBIX cllydaeB UHCEPUUNA U MUKPOIE-
JICUMIA PUCK POXICHUS peOeHKa C XPOMOCOMHBIM JHC-
banaHcoMm BospactaeT n0 50%. LluToreHeTnyeckoe wiu
MOJIEKYJISIpHOE OOHapyXKeHUE aHOMaJWM WJIU XOTS Obl
MMOIO3peHNEe Ha Hee IMO3BOJISIET OIPENe/IMTh, ONacHa JIn
MaHHas aHOMaJus il Oyaylero pedeHka v KTO U3 pOau-
Tesielt aBiasieTcsl ee HocuTeaeM. Hanmpumep, HalineHHas y
KeHIIWHBI TyTIUKALns 15, KOTOpylo OHa yHaclIeIoBaja
ot oTua, B 50% ciiyyaeB MOXET IlepeaaBaThCsl IOTOMCTBY
U BBI3BIBACT TSKEJEUIIYI0 TMOJMOPTaHHYIO TMAaTOJIOTHIO.
BoisiBieHue 3TOi Xe AYMJIMKAIMKU Y OTHA MPUBOAUT K
pOXICHNIO (DEHOTUITMICCKY HOPMAaTbHBIX HeTeil. Bee n3-
JIOXKEHHOE yKa3bIBaeT Ha Ype3BbIUaiiHO OOJIbIIIOE 3HAYUEC-
HY€ LIUTOT€HETUYECKOro UCCAeI0BaHUS Ha 9Talle Iperpa-
BUIAPHOI IMOATOTOBKH.
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Chromosomal abnormalities associated with changes in the number and structure
of chromosomes in a human karyotype are extremely diverse in both structure
and magnitude. The difficulties in prenatal diagnosis are that many hereditary
abnormalities are transmitted to children from phenotypically perfectly normal
parents carrying one or another chromosomal abnormality anomaly. The review
describes the types of chromosomal abnormalities that lead to infertility, non-
gestation and the birth of children with developmental defects. The capabilities
of a modern laboratory allow, using to help determine the degree and depth of
the lesion. The danger of this pathology and give the couple a chance to have

a healthy child using pre-implantation genetic screening and choosing healthy
embryos for implantation during the IVF procedure.
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