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CIIMCOK MCITIOJIb3YEMBIX COKPAIIIEHU

CGH — comparative genome hybridisation

CNV — Copy number variation

FISH — nmarmocrmuka —  fluorescence in  situ  hybridization
(byopectienTHas ruOpuu3anus in Situ)

SNP-marpunia — Single Nucleotide Polimorphism — omHonykneoTnHBIN
nosmMoppuzm

BPT — BcriomorarenbHble penpOAyKTUBHBIE TEXHOJIOTUU

JTHK — ne30kcupuOOHyKIEMHOBAsE KUCJIOTA

NTIIIIT — uadekiuu, nepeaaronuecs mojoBbIM MyTeM

MBIIP — MHOKECTBEHHBIE BPOKICHHBIE IOPOKU PA3BUTHSA

[1I"J1 sMmOproHa — MpeUMITTIaHTAIMOHHBIN TECT IMOPHUOHA

[II'T — mpeAMMIIIIAHTAIMOHHOE TEHETUYECKOE TECTUPOBAHUE

OKO — skcTpakopnopajbHOE OIUIOI0TBOPECHUE



BBEJIEHUE
I'EHETUYECKHUE ITPUYUHBI HEBBIHAIIIUBAHUSA
BEPEMEHHOCTH

OmHuM M3 BaXHBIX M HE JIO KOHII[A OCO3HAHHBIX ITOCJIEACTBUM
Pa3BUTHS YCJIOBEUCCKON MMBUIN3AMMHN TOCICIHUX JECATHICTHH CTallo
ycTpaHeHHe  (aKTOpOB  €CTECTBEHHOTrO  OTOOpa,  PeryHpYIOIIuX
neMorpaduieckre MpoIecchl 1 00€CIIeUNBAIOIINX 3aIUTY YEIOBEUYECTBA,
KaK OHOJOTHMYECKOr0 BHJA, OT BBIPOXKJICHHS, BCIICICTBHC HAKOILICHUS
OIIACHBIX TICHETHMYCCKMX M3MEHEHHiH. B  dacTHOCTH, TOSABIICHUC
aHTHOMOTHKOB M IIMPOKOE PACIPOCTPaHCHHWE BAKIHMHAIMK OT HamboJjee
3HAQYMMBIX HMHQCEKIWN IPUBEIO K BBDKHBAHUIO TMAIMEHTOB, HWMCIOIINX
TCHETUYECKH JCTCPMUHUPOBAHHBIE Je()EKTHl WMMYHHUTETa, KOTOPhIC B
JTaJbHEUIIEM mepeaaroTcs Mo HacieacTBy. CoBpeMeHHbIE EpHUHATAIbHBIC
TEXHOJOTMH JAIOT BBICOKHME IIIAHCHI Ha BBDKMBAHHWE HEJIOHOIICHHBIM
JETSIM, KOTOpBIE paHee ObUTH 00pedeHBI Ha THOEIIh BCIICICTBHE HAIUYUS Y
HHUX Pa3HOOOpa3HbIX F€HETUYECKUX JIEeBUAINAMN. Coxpansis
PENPOIYKTUBHBIN IMOTCHITHA 3TH JICTH, UMCIOIIHECS Y HUX TCHETHUYCCKHUE
U3MEHEHHUs, OyayT mepenaBaTh CICIYIOMIMM TOKOJICHHSIM, HEH30EKHO
yBEIIMUNBass HAKOIUICHUE IIaTOJOTHYECKOr0 TEHETHYECKOTO MaTepHaja.
BcnomorarenbHbIe pelpoAyKTUBHBIE TEXHOJIOTHH MO3BOJISIIOT MPEOI0JICTh
oecrmogue B Opake CYINPYKECKHM IapaM, HMCEIOINUM T€ WIH HHbBIC
reHeTU4eCcKue Ae(eKThl, aCCOIMUPOBAHHBIE CO CHIDKEHUEM (hepTUIIBHOCTH
WIn Jaxe e€ orcyrcTBreM. [losBuBImIMEcs B pe3ysbTaTe dTUX YCUIIUH ICTH
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TSDKEJIbIe, TeHETHYeCKue npooeMbl. JlaHHbIE IpUMEpPbl MOKHO OBLIO ObI
MPOAOJIKAT.

B CBsi3u ¢ BBIIEU3I0KEHHBIM HE OyJEeT MpPEyBEIUYECHUEM 3asBUTH,
YTO, MO CYTH, MOCIETHUM PYOEKOM 3alUTHI YEJIOBEUECKOHN MOMYJISIIUU OT
BBIPOKCHHUS, BCJCJICTBUE HAKOIJICHUS TEHETUYECKU OOYCIOBICHHOM
MaTOJIOTUU OCTA€TCS HEBbIHAIIMBaHUE OEpEeMEHHOCTH. BaxHeWum
MOCJIEJCTBUEM DJIMMUHAIIMM T€HETUYECKU HETIOJHOLIEHHON OepeMEHHOCTH
B paHHHE CPOKHU SBJISIETCS HE TOJBKO MPEJAOTBPAICHUE HaJIbHEHUIICH
nepegayd B TOCJIEAYIOIIUX MOKOJEHUSX OMACHOIO0 T'€HETUYECKOTO
Marepuanga, HO W 3aTpyJAHEHUE peau3allid PENnpOIyKTUBHON (yHKIIUH
CYNpYKECKOW Tape, uMmerlieil reHomHble nedextsl. MHbIMU crmoBamu,
HEBBIHAIIIMBAHUE  OEPEMEHHOCTH  MOXET  paccMaTpuBaThCsi,  Kak
IPOJIOJDKEHUE E€CTECTBEHHOro OTOOpa Ha JTane BHYTPUYTPOOHOTO
pazButus. C 3TOM TOUKHU 3pEHUS NpEpPhIBAHHE OCPEMEHHOCTH B PaHHHE
CPOKH — 23TO, O€3YyCIOBHO, OJIarONMPHUATHBIM IPOIECC, 3aIIMIIAIOIINMA
YEeJI0BEUECTBO OT MEHETHUYECKU O00YCIOBICHHOTO BBIpOXIcHUS. C npyroi
CTOPOHBI, MPEpbIBAHUE OEPEMEHHOCTH B PaHHUE CPOKU — OTO BaKHAs
COI[MAJIbHO 3HA4YMMas TMaToJOTHs, MNPUBOJMAIIAS K IOTEpe KEIaHHOU
O0epeMeHHOCTH, (HOPMUPOBAHUIO OECIIOAHOTO Opaka MpU MTPUBBIYHOM
HeBbIHaIMBaHUU. Kpome 3Toro, renernueckue pakTopbl, XOTS U BeAyIlas,
HO JaJICKO €IMHCTBEHHAas MPUYMHA HEBBIHAIIMBAHUS OepeMeHHocTH. B
CBSI3U 3THUM, B MOCJICJAHHUE TOJIbI CPOpMUPOBATIACH ITHOMATOICHETUYECKAS
KOHIICTIIINS O IBOMCTBEHHOM MPHUPOJIC HEBBIHAIIMBAHUS OEPEMEHHOCTH: C
OJHOM CTOpPOHBI, 3TO TMAaTOJOTHUs, TpeOylolas TepaneBTUUYECKUX
BO3JCHCTBHM, HAMPABJICHHBIX HA €€ COXPAHEHHE, HO C APYTOM CTOPOHBHI,
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OepeMEHHOCTEH, MOApa3yMEeBaIOIIMK OTKAa3 OT €€ COXpaHEHUs. Y YUThIBasI
TO, YTO COXpaHAIONIAs Tepamus MPU yIpo3€ BBIKUIBIINIA, KaK IPaBUIIO,
Ha3HA4YaeTCs  OMIIMPUYECKH, HAyYHBIH TIOMCK BO BCEM  MHPE
CKOHIICHTPUPOBAH Ha BBIACHECHHUU €€ IIeJIeCO00pa3HOCTH U pa3padoTKe
METOOB, HE MPEIATCTBYIOMINX TeHETHIECKOMY «OTCEBY».

HeBbinanmBanue OSpeMEHHOCTH B paHHUE CPOKU SBISETCS CaMbIM
4acThIM ociiokHeHueM rectanuu [16, 19-20, 30-31, 47]. YacTtoTa paHHUX
OTEeph OCPEMEHHOCTH II0 MHEHHMIO BEIYIIIUX MHPOBBIX JKCIIEPTOB
nocturaet 31% [40], HO ¢ y4ETOM TONBKO KIIMHHYECKH MOATBEPIKICHHBIX
OepeMEeHHOCTEH OHa HIKE B cocTaBiisgeT okoso 18-20%.

Hccnenoanust mociaeaaux S50 JIET WILTIOCTPUPYIOT CYIIECTBEHHYHO
pOJIb  XPOMOCOMHBIX a0eppaluidi y 5MOpHOHAa W IUIOJJa B TEHE3E
HEBBIHAIIIMBAHUS OCPEeMEHHOCTH. Jl0as XpOMOCOMHBIX aHOMAJUM MpU

HEBBIHAIIMBAHUM B TIEPBOM TpuUMecTpe cocTasisieT 50-65%.



HOPMAJIbHBIN U TATOJIOTUYECKHU KAPUOTHUII

OO0mIee KOMMYECTBO XpOMOCOM Yy dejoBeka — 46. O1oT (akT ObuI
ycTaHoBJIeH emie B cepenuHe 20 Beka (1956 ron) nBymsi HE3aBUCUMBIMU
napamu uccienosatencii (Tjio u Levan, Ford u Hamerton). HopmanbHbii
KapUOTHUII MOJPasyMeBaeT HEU3MEHHOE YUCIIO XpoMocoM — 46 (22 mapbl He
MOJIOBBIX XPOMOCOM M 2 TOJIOBBIE XPOMOCOMBI), HOPMAJILHYIO CTPYKTYPY
K0 XPOMOCOMBI U PA3HOPOAUTEIBCKOE IPOUCXOKACHHUE JIBYX XPOMOCOM
U3 OJHOM maphl (0JHA OT MaTepu, OJHA OT OTHa). ['eHeTHyeckwil Mo
ompesessieTcss HaOOpOM TIOJIOBBIX XPOMOCOM — JKEHIIIMHA WMEET [IBE
X-XpOMOCOMBI, a MYXKUMHa OJHY X- U OJHY Y-xpomocomy. IlonoBbie
XPOMOCOMBI HOCSIT HA3BaHUE «TOHOCOMBI», & BCE OCTAIBHBIE — «ayTOCOMBDY.
HopmasbHblil kapuoTun (AKEHCKUN U MYXKCKOM) MPEACTaBJICH Ha pUCYHKE 1.

Jlist Toro, 4yToOBl B JajbHEWIIEM OBUIM TOHSATHBI HCIOJIb3yEeMbIe
TEPMHUHBI, KPaTHO OCTAHOBHMCSI Ha CTPOCHHH XPOMOCOMBI (PHCYHOK 2).
Yacto XpomMocOMBI H300paXkatl0T B BHAEC OYKBBI «X», HO TakoW BHU]I
XpPOMOCOMBI MPUOOPETAIOT TOJILKO B Tipoliecce aeneHusi. Korma kierka
HAXOJIUTCSI B COCTOSTHUU TIOKOSI, XpPOMOCOMBI B SIZJpe MPEACTABISIOT COOOM
nuHaHable HUTH JIHK, KOoTOphle HamaThIBalOTCA Ha CIielMalbHbIE O€JIKU —
TUCTOHBI, MHOTOKPAaTHO CIHPAIM3YIOTCS W KOMIIAKTU3UPYIOTCS. Eciu
n300pakaTh XpOMOCOMBI CXEMAaTH4YHO, TO ATO OyaeT He OykBa «X», a
JUIMHHAsT ~ u3orHyTas JguHus. CTpykTypa, KOTOpasi  Ha3bIBaeTCs

«llenTpoMepa» AETUT XpPOMOCOMY Ha JABE YACTH — ILIEYHU XPOMOCOMBI.



Puc. 1. HopmanbHbIil KapuOTHII.

A —xenckuit (46,XX), b — myxckoii (46,XY)



Ecnu nenTpomepa pacnoioxeHa Mo cepeMHe XpOMOCOMBI U JCIUT
€e Ha JBa NMPHUMEPHO PaBHBIX IUI€Ya, TO TAKHE XPOMOCOMBI HA3bIBAIOT
«MeTalleHTpudeckue». Ecnm 1eHTpoMepa IenutT XpoMocoMy Ha JBa
HEpaBHBIX ILJIeYa, OJTHO U3 KOTOPHIX 3aMETHO KOpOY€ APYroro, TO Takas
XpOMOCOMa OTHOCUTCA K «cyOMeTalneHTpuueckum». M, HakoHel, ecTb
TaKHE€ XPOMOCOMBI, y KOTOPBIX NPAKTUYECKH TOJBKO OJHO IIJIEYO,
IIEHTPOMEpa PAaCIOJIOXKEHA OJU3KO K Kparo, ATO «aKPOLIEHTPUUYECKUE

XpOMOCOMBI (puc. 2).

a ueHTpomepa

nneywu
XPOMOCOMbBI

A b B

A - MEeTaueHTpHUYecKas XpoMocoMma
b - cybMeTaueTHpuyeckas xpoMocoma
B - aKkpoueHTpUYeckana XxpoMmocoma

Puc. 2. CtpoeHre XpoMOCOMBI.
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AHOManMM KapuoTUNA TPHUHITO JIEUTh HAa  YKHCJIOBBIE W
CTPYKTYpHbIE. UMCIIOBBbIE aHOMAJIMU XPOMOCOM (QHEYIUIOMJUU) — 3TO
F€HOMHBIC MYTAIlMU, TaK KaK HM3MEHsETCs OO0Illee YUCIO XPOMOCOM B
reHoMe. DOJIBIIMHCTBO YHUCIOBBIX AHOMAJWKd ayTOCOM  SIBJISIFOTCS
JeTalbHBIMU — TPU TAaKOM XPOMOCOMHOM Habope 5mbOo BoOOLIE HE
MPOUCXOUT UMILIAHTAIMS 3apOJIbliia (M B 3TOM CIy4ae OHU KIMHUYECKU
HE MPOSIBISIOTCA), JTUOO MPOUCXOIUT HEBBIHAIIMBAHUE OCPEMEHHOCTH B
PaHHEM CPOKE.

Bce MoHOCOMHM ayTOCOM SIBJISIFOTCSA JIETAJIbHBIMM — €CJIM OJHA W3
HEIMOJIOBBIX ~ XPOMOCOM  yTE€psIHA,  Yalle  BCErO0  MNPOUCXOJAT
OpeAUMIUIAHTAMOHHBIE TIOTEpU, Jake B AOOPTUBHOM Marepualie Mpu
HEBBIHAIIIMBAHUU OCPEMEHHOCTU TaKME€ MOHOCOMHUM BCTPEUAIOTCSA KpalHe
penKo. bOJBIIMHCTBO TPUCOMUN XPOMOCOM TAKKE JICTAIBHBI. JIMIIb psij
TpUCOMUU ayTOCcoM - 8, 9, 13, 18, 21, 22, COBMECTUMBI C KUBOPOKICHUEM
(omMcaHO TakKXKe >KMBOPOXKICHHE MPU TPUCOMHH 14 XpPOMOCOMBI, HO
OyKBaJbHO HECKOJIbKO ciiydyaeB B Mupe). [Ipu Bcex U3 HUX HAOMIOaroTCs
0COOCHHOCTU (peHOTUNa (MHOKECTBEHHBIE CTUTMBI JUCOMOpPHOTEHE3a),
MOPOKH Pa3BUTHSI U BBIPAXEHHAs yMCTBEHHas oTcTaiocTh. Haubosee
OJIarONpPUATHBIM MPOrHO3 M3 HUX HMEET TpUCOMHUS 21 XpPOMOCOMBI —
cungpoma Jlayna. be3yciioBHO, penpoyKTUBHAsT (PYHKIMS y HOCUTEJNEH
TaKUX MEPECTPOCK, AOKUBIIHUX JO BO3pACTa MOJOBOTO CO3pPEBaHUsI, OyaeT
HapylieHa (Hampumep, MYXYUHBI ¢ CUHApoMOM JlayHa aOCOIIOTHO
O€CIUIOIHBI, a Y )KEHIITUH KaK MUHUMYM IOJIOBUHA TaMeT OYyJIeT C JIMIITHEH
21 XpoMOCOMOM, YTO MOBBIIIAET PUCK OECIIOAWS W HEBbIHAIIMBAHUS
OepeMEHHOCTH), HO ATO JIaJIeKO HE OCHOBHAs Mpo0JyieMa, HapyIIaroIas ux

Ka4yCCTBO KU3HU.

11



YucnoBble aHOMAJIUM TIOJIOBBIX XPOMOCOM HMEIOT Tropaszio Oosee
OnaronpusTHbI MporHo3. HekoTopble W3 HUX HMEIOT JOCTATOYHO
BBIPQXKCHHYIO KIMHUYECKYI0 KAapTUHY (Hampumep, cuHApoM TepHepa),
Opu JIpyrux OecIUIoAre MOXET ObITh €AMHCTBEHHBIM CUMITOMOM. [Ipu
CTPYKTYPHBIX MEpEeCTporMKax oO0IIee KOJUYECTBO XPOMOCOM OCTaeTCs
HEU3MEHHBIM, OJTHAKO MUMEET MECTO HApYIICHUE CTPYKTYpPbl OTAEIIbHBIX
XpoMocoM. CTpyKTypHbIE AHOMAJIMH XPOMOCOM MOKHO pa3JeUTh Ha
HecOaaHCUpOBaHHbBIE M cOaaHcupoBaHHbIC. [Ipu HecOamaHCUPOBAHHBIX
nepecTpoiikax — Hapymenun uyucia komuid (CNV — copy number
variation) mMeeTcs HEIOCTATOK (JENCIUsA) MU H30BITOK (JIyIUTMKALIHS)
F€HETUYECKOro martepuaia. Jlemeuun © — AYIUIMKAIMUM  JOCTAaTOYHO
Oonpux pazMepoB (6osiee 5-10 MITH. Tap HYKIECOTUIOB), KOTOPBIE MOKHO
BBISIBUTh IIPU KapUOTUIIMPOBAHUHU, BCET/Ia UMEIOT KIMHUYECKYIO KapTUHY
— CTUIMbl JUCOMOPHOr€HE3a, YMCTBEHHYIO OTCTaJlOCTh pPa3IMYHON
CTENEHU BBIPAKEHHOCTHU U JOCTATOYHO YacTO COMPOBOXKAAIOTCSA MOPOKAMHU
BHYyTpeHHUX opraHoB. bosnee menkue CNV, koTopbie onpenensitores npu
MOJICKYJISIPHOM ~KapUOTHUIUPOBAHUU (XPOMOCOMHOM MHMKPOMATPUYHOM
aHaju3e) ObIBAIOT M KJIMHUYECKU HE 3HAYMMBbI, HO UX POJIb IIPU OECILIONUU
Y HEBBIHAIIMBAHUU HE U3Y4Y€HA, MO3TOMY PEKOMEH]IOBATH CYMNPYKECKUM
napaMm, MUMEIOIIMM MpoOJIeMbl C JIETOPOXKIECHUEM, NpoBeneHrne XMA He
11eJIeCo00pasHo.

Yamie Bcero HUTOTCHETMYECKUMH HAXOAKaMH TpU OECIUIONUU U
HEBBIHAIIMBAHUU  OEPEMEHHOCTH  SABJISIIOTCS  COAJIaHCUPOBAHHbBIC
CTPYKTYpHbIE  TiepecTpoiiku. OOmiee KOJUYECTBO  T'€HETUYECKOTO
Marepuaia npv 3TOM HEU3MEHHO, HO UMEIOTCSl ONPEACICHHBIE BHYTPU- U

MEXXPOMOCOMHBIE TiepecTporku. K cOamaHCHpPOBAaHHBIM CTPYKTYPHBIM
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aHOMAaJIUSIM OTHOCSTCS TpaHCIOKalUU (peuUnpoKHbIC U
poOepTCOHOBCKHE) U  uWHcepumH. I[IporHo3 s BOCCTaHOBJICHHS
PENPOAYKTUBHOM (PYHKUMU U 30pOBbsl OyIyIIMX JAETEH B 3HAYUTEIHLHOMN
CTENEHU 3aBUCUT OT BHUJA IMEPECTPOMKH, €€ pazMepa U OT TOTO, KaKHUE
MMEHHO XPOMOCOMBI BOBJICUEHHBI.

XpOMOCOMHBIM ~ MHUKPOMATPUYHBIA  aHAIN3  (MOJIEKYJISIPHOE
KapuOTUIIUPOBAaHNE) W CpaBHUTENbHas TeHomHas ruopummzanus (CHG)
HE BBIABISIOT COAJTaHCHUPOBAHHBIX IEPECTPOEK, IMOCKOJIbKY METOJAMKa
UCCIIEIOBAHUS MTOCTPOEHA TAKUM 00pa3oM, UTO BBISIBISIETCS M30BITOK WU
Henocratok JIHK B ompenenennsix parionax xpomocom (CNV). ITostomy
Mbl MOJYEPKUBAEM, YTO CYNPYKECKMM IapaM ¢ OecCIUlogueM U
HEBBIHAILIMBAHUEM OEPEMEHHOCTH TpeOyeTcs HWMEHHO CTaHJIapTHOE
KapuOTHUIIMPOBAaHUE, MPUMEHEHUE 0O0Jiee AOPOrOCTOSIIUX COBPEMEHHBIX
METOAMK B IAHHOM CJIy4ae CMbICJIa HE UMEET.

[IoMHMO ONMCaHHBIX BBIINIE XPOMOCOMHBIX aHOMAJMM, CYLIECTBYET
TaKo€ SBJICHUE, KaK HOpPMajbHbId noiuMopdusM (rerepoMopdhusm)
xpoMocoM. OH 3aKJIFOYAETCS B Pa3IMYMSIX TOMOJOTHYHBIX XPOMOCOM IIO
OTHEJIbHBIM CEerMeHTaM U paiioHaMm. Ha XxpoMocome mNpuCYyTCTBYIOT
JOTIOJHUTENIbHBIE CTPYKTYpPHI (F€T€POXPOMATUHOBBIN OJOK, CIYTHUK WU
COyTHUYHAs  HUTh),  KOTOpPblE  HE  COJAEpKAT  KOAUPYIOIIUX
nocnenosarenbHocTe JJHK © mostomy SBIAKOTCA KIMHUYECKH HE
3HAYUMBIMH.

Takue 0cOOEHHOCTH KapuOTHIA MOTYT MepelaBaTbCsl OT POJAUTENCH
K JETSAM, HE OKa3bplBas BIMSHUSA Ha (eHoTun. YactoTa HOPMaJIbHOIO
nosmMopuzMa  XpoMOcoM cocTaBisieT okosno 1%. ['eHetnueckoe

KOHCYJIbTUPOBAHHC Ipu HOPMAJIbHOM HOJ'II/IMOp(i)I/ISMC XpOMOCOM
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3aTpygHEeHO. B  OOJBIIMHCTBE PYKOBOJACTB TOBOPUTCS, YTO TaKHE
NEPECTPOUKU «SIBJIAIOTCA BapUAHTOM HOPMBI, HO NpU OECIUIONUU U
HEBbIHAILIMBAaHUU OEPEMEHHOCTH BCTpeuaroTcs yaiey». [Ipenmonaraercs,
YTO YBEJIMYECHHBIE TIE€TEPOXPOMATUHOBBIC YYACTKH SIBISIOTCA Oosee
TSKEJIBIMA M MOTYT HapyIIaTh IPOLIECC PACXOKAEHUS XPOMOCOM B MENO03€E
[10, 17, 26]. Bonpoc 0 BIHMSHHHM TaKOro I€HOTHIIA HA PENPOTyKTHBHBIN
MOTEHIINA OCTAETCS OTKPBITHIM.

MBI cuuTaem, YTO €CJIM TaKW€ TEPECTPOUKH BBISBIAKOTCSA IIPH
HapyILICHUN PENPOAYKTUBHONU (PYHKIMU, TPEOYeTCs MPOBEACHUE MOTHOTO
oOcnieoBaHUs JI BBIABICHUS JIPYTUX MPUYMH, U3-32 KOTOPBIX MOTJIH
BO3HUKHYTh MpPOOJIEMBbl C JETOPOXKACHHEM B Cympyxecko mape. Eciu
UMEIOTC  OoJiee 3HAYMMbIE NPUYMHBL, CIEAYET, TNPEXAE BCETO,
BO3JEHUCTBOBATh HA HUX. B ciryyasx ke Korja HOpMaJbHbI XPOMOCOMHBIN
noJIMMOP(PU3M SIBIIAETCS €IMHCTBEHHON BO3MOKHOUW MPUUYMHOM, KOTOPOU
MOXHO  OOBSICHUTH  HEHACTyIUICHUE  OEpEeMEHHOCTHM WU €€
HEBBIHAIIIMBAaHUE, Iieecoo0pa3Ho pekomeHaoBath DKO ¢ mpoBeaeHuem
[T .

Eme onuH uHTEpEecHBbI (EeHOMEH, KOTOPBIM MOMKET ONpEeaesiThCs
P UUTOTEHETUYECKOM  MCCIEIOBAaHUM — HAJIM4YME€ MapKEpHOMN
XpOMOCOMBI. MapkepHass XpomocomMa — 3TO XPOMOCOMA, KOTOPYIO
HEBO3MOXHO OTHECTM HM K OJHOM mape. Eciu ectb KIMHUKA
XPOMOCOMHOM IaTOJOTUM Y UHAMBUIYyMa C MapKEpHONM XPOMOCOMOM,
HYKHO TPOBECTH XPOMOCOMHBIN MHKpOMATPUYHBIA aHamu3, Juoo FIHS-
JUarHOCTHUKY, IS ONPEACIICHUS MPUHAIICKHOCTH YYACTKOB MAapKEPHOU
XpOMOCOMBI. Ecin &€ HUKakoM KIWHUKU HET, TO, CKOPEE BCETO,

MapKCepHasi XpOMOCOMa HE COACPIKUT HHUKAaKHUX KOAUPYHOIIHUX
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nocnenosarenbHocTer JIHK. TlocnencTBust Takux MapKEpHBIX XpOMOCOM
JUTSl PETPOAYKIIMHA OKOHYATEIHbHO HE MU3BECTHBI, (DaTaIbHOTO BO3CHCTBUS
OHHU, BEpPOATHO, HE UMEIOT, OJHAKO, KaK H JII0OOW M30BITOYHBIN
XpOMOCOMHBIN MaTepuan, ¢ OoJblield Jojied BEpPOSITHOCTH MOTYT
HApyIIaTh PACXOXKJICHUS XPOMOCOM B MEHO03€, HECKOJIBKO MOBBIIIAS PUCK

OecrIoaus ¥ HeBbIHAIIIMBAHUS OCPEMEHHOCTH.
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AHOMAJIMHU KAPUOTHIIA CYIIPYT' OB
B I'EHE3E HEBBIHAINIMBAHUA BEPEMEHHOCTH

N3BecTHO, YTO y MAIMEHTOB C HAapyLIEHUEM PENpOAYKTUBHOMU
(GyHKIIMM OTMEYEHa TMOBBIIICHHAS YacTOTa YHUCIOBBIX U CTPYKTYPHBIX
XpPOMOCOMHBIX  IepecTpoek. ['pyOble  HapylieHUss XPOMOCOMHOTO
armrapara,  KOJIMYECTBEHHBIE WJIM  CTPYKTYPHBIE, KakKk IIPaBuUJIoO,
COMPOBOXKIAIOTCS  HAJIMYMEM COMAaTUYECKHMX aHOMaIui  (TIOPOKOB
pa3BUTHS), YMCTBEHHOM OTCTAJOCThIO, CBOEOOPA3HBIM BHEITHUM BUJIOM U
IPYTUMU KIVMHUYECKUMU TpOsBICHUSIMH. OIHAKO TPU HCCIEAOBAHHUU
KapUOTUINA MOTYT OBITh BBISIBJICHBI XPOMOCOMHBIE TMEPECTPOMKH,
CAMHCTBEHHBIM KJIMHUYECKUM TPOSBJICHUEM KOTOPBIX MOXKET OBbITh
HapyIlIE€HUE PENPOJYKTUBHOW (PYHKIIMU — OECIUIOIUE€ B CYIPY>KECKOU
nape WM HeBbIHaIKMBaHWE OepeMeHHOocTH. K Takum mnepectpoiikam
OTHOCSITCSI PELIMIIPOKHBIE U POOEPTCOHOBCKHE TPAHCIOKAIIUU, UHCEPLINH,
uHBepcun U Jp. PaHee cOamaHCUpPOBAHHBIE CTPYKTYpPHbBIC MEPECTPONKU
CBSI3BIBJIM JIMIIb C HEBBIHAIIMBAHUEM OEPEMEHHOCTH, OJHAKO B
MOCJICIHUE TOJIbI BCE OOJIbIIIE MCCIIEAOBATENICH OTMEUaeT X POJb U MPHU
oecrioauu. MHorma y B3pOCHBIX MAaIllMEHTOB BIIEPBbIE MOTYT OBITh
BBISIBICHBI AHOMAJIIMM B CHUCTEME  IMOJIOBBIX  xpomocoMm. [lpm
HEBbIHAILIMBAHUM OEPEMEHHOCTHM B aHaMHE3€ aHalIW3 KapuoTHUIla
PEKOMEHJIOBAH MO HA3HAYCHUIO Bpada-reHeThKa. K COoXaleHuro, BO
MHOT'MX PETMOHAX UMEETCS] OCTPhIM NePUIUT JaHHBIX crenuanuctoB. Ha
Halll B3TJI51]T HENEJIECO00pa3HO HANIPABIIATH MAIIMEHTKY K TEHETUKY MPOCTO

Ui TOTO, 4YTOOBl OH Ha3HAYMJI €M aHajdu3 Ha KapuoTHUIl, Ooiee
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MPOAYKTUBHON KOHCYJIbTALMS T€HETUKA OyAET, €CJIM MalMeHTKa MPUAET K
HeMy ¢ pesynbTaTtaMu. [loaToMy HE0OXO0MMO BHEIIPSATH B MPAKTUKY OoJiee
IUPOKOE Ha3HAYCHUE KapUOTUITUPOBAHUSA npu HApYLICHUU
pPENpOAYKTUBHOM (DYHKIIMM MMEHHO aKylllepaMU-THHEKOJIOTaMH, Tak Kak
ATU CHEUMAIUCThI 0oJiee JIOCTYIHBI, U MPU BO3ZHUKHOBEHUM IPOOJIEM C
HACTYIUICHUEM WUJIM BhIHAIIUBAHUEM OCPEMEHHOCTH, IEPBUYHO MAIlMEHTKU
oOparsiTcs MMEHHO K HUM. Jlmd  akyliepoB-THHEKOJIOTOB U
PENPOAYKTOJIOTOB TAKXKE KPAaWHE BAXXHO IIOHMMATh POJIb BBISBICHHBIX
NEPECTPOCK U MEPCIEKTUBBI BOCCTAHOBJIEHUSI PENPOAYKTUBHONU (PYHKIIMU
Yy UX HOCHUTEJIEN.

[Ipr BBISIBIEHUM XPOMOCOMHBIX IEPECTPOEK Y  MALHUEHTOK,
CTpaJaroluX HEBbIHAIIMBAHUEM OCPEMEHHOCTU WU OecIuioaueM, Judo y
UX CyIpyros, craBurcs Bonpoc o nposenenuu BPT c III'/1, B HekoTopbix
ClIy4yasiX BO3HMKAE€T HEO0OXOJIMMOCTh HCIIOJIb30BAaHUS JOHOPCKUX TaMeT.
IIpyu OepeMEHHOCTM TakuM MallMEHTKaM HeoO0XOoauMa WHBa3UBHAs
NMpeHaTajdbHasl JAWArHocTuka. Mcmonb30BaHWE  BBIMICTIEPEYUCICHHBIX
METOJO0B IMOMOTAaET MPOBECTU MPOPHUIAKTUKY POKICHUS OOJTBHBIX JETEH C
XPOMOCOMHBIMH ~ AQHOMAIMSIMM W MHOXECTBCHHBIMHA  MOPOKaMH

pasButus [4].
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CBAJIAHCUPOBAHHBIE CTPYKTYPHBIE
IMEPECTPOUKU XPOMOCOM

K cOanmaHcupoBaHHBIM TIEPECTPONKAM OTHOCSTCS PEIUIPOKHBIE U
pOOEPTCOHOBCKHE  TpaHCIOKAIlMM, WHCepuuM ©  uHBepcuu. Ilpum
HOCUTEJIBCTBE  COAJIAHCUPOBAHHBIX  XPOMOCOMHBIX  TEPECTPOCK B
OOJBIIMHCTBE CIy4yae€B OTMEUAETCA HApYIICHHE PEenpOAyKTHBHOM
dbyHKIMHY B BUE OECIUIONMS UM HEBBIHAIIMBAHUSA OCPEMEHHOCTH, JIUIIIb B
5,5-17,8% ciiyyaeB He OTMEUAETCS BIMSIHUE HOCUTEIILCTBA NIEPECTPOEK HA
peanu3anuio penpoaykTuBHON (yHkuu. [locnencTBusiMu HOCHUTENILCTBA
cOTaHCUPOBAHHOM MEPECTPONKH MOMUMO OECIUIONMS W HEeBBIHAIIMBAHUS
OepeMEHHOCTH MOXET OBITh POKJACHUE peOeHKa C HecOaTaHCUPOBaHHBIMU
XPOMOCOMHBIMU ~ TIEPECTPOMKAMH  POJUTEIBCKOTO  MPOUCXOXKICHHS,
aHEYTUIOUIMAMH XPOMOCOM, HE BKJIIOUCHHBIMU B MEPECTPOMKY, a TaKKe
He XxpomocoMHubiMu MBIIP [1, 4, 25].

PenunpokHas TpaHCIOKauysa — 3TO Takas NEPEeCTPONKa, TP KOTOPOMH
B XPOMOCOMBI M3 pa3HbIX Iap OOMEHWBAIOTCA YydYacTKamH, JIHOO
KOHIIEBOM YYacTOK OJHOM XpOMOCOMBI MEpPECTauBaeTCsl Ha JPYTYIO.
YacroTa penunpoKHbIX TpaHciokauit coctarisier 1:700-1:1300 [32, 33].
CxeMaTh4ecKu pEIUIpOKHas TpaHCIOKaIMs u300pakeHa Ha puc. 3.
OO01miee KOJUYECTBO TI'€HETUYECKOr0 Marepuala, Kak YK€ TOBOPHUIIOCH
BBIIIIE, OCTACTCS HEW3MEHHBIM, I[I0ATOMY HHUKAKHUX KIMHUYECKUX
CUMIITOMOB Yy HOCHUTEJSl HET, HO BOT C pealn3alueil penpoayKTUBHOU
GbyHKIIMM MOTYT BO3HUKHYTH IpoOjeMbl. B HOpMe B Melo3e (mporiecce

00pa3oBaHUs TOJIOBBIX KJIETOK) B KaXKIyH raMmeTy MHomajaeT MO OHOM
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XpoMocome U3 Kaxaoi napsl. [Ipu cOamaHCUupoBaHHOM K€ TPaHCJIOKAIIUU
BO3MOJKHBI pa3JIMuHble BapuaHThl (CM. puc. 3). ECTb BEpOATHOCTDH, UTO B
raMeTy nomnagyT JABE€ HEM3MEHHbIC XPOMOCOMBI U3 KaXKJIOM Maphbl, U MO JIBE
TaKUX K€ XPOMOCOMBI OyIyT MOJYyYE€Hbl OT BTOPOrO POJUTENS, B ITOM
ciiydyae o00pa3yeTcs HOPMaJIbHBIA 3apOJBIII W BIOCICACTBUH POJUTCS
COBEPIIICHHO 370pOBbIN peOeHOK. PacueTHas BEpOATHOCTbh TAKOTO MCXO0/a
cocraBisier 1/6 (okomo 17,7%). Ilpm papyrom, Takxke OTHOCHUTEIBHO
OJIarOMpUSATHOM BapUaHTE pPa3BUTHS COOBITHM, B TaMeTy IMOMaxyT 2
XpPOMOCOMBI, BOBJICYEHHBIE B MEPECTPONKY, U CPOPMUPYETCA IUIOA C
aHAJOTUYHOM cOaTaHCUPOBAHHOM TpaHCJIOKAIueH, KaK y poautens. Takoi
UCXOJl PAaBHOBEPOSITEH C ONMUCAHHBIM paHee W cocTaBisieT 1/6. Bo Bcex
OCTaJbHBIX ciyyasx (2/3 Bcex ramMer) B TraMeThl IMOMAaJacT OjHa
HEU3MEHEHHAs XpOMOCOMAa, W OJHA W3 XPOMOCOM, BOBJICUCHHBIX B
TPAHCJIOKAIMIO, IPU 3TOM MaTepualia OT OJHOM U3 XPOMOCOM HE XBaTaeT
(TO €CTh UMEET MECTO JEJNEIHs), 3aTO TCHETUYECKUM MaTepual OT APyrou
XPOMOCOMBI TIPUCYTCTBYET B HU30BITKE (IYIUIMKAIMSI), U TPAHCIOKAILIMS
CTAaHOBUTCS He cOanaHcupoBaHHOM. Hamboisiee BEpOSTHBI B 3TOM cllydae
MpEIMMIUIAHTAIIUOHHBIE TIOTEPU (KOTOPBIE KIMHUYECKU IPOSIBIISIOTCS
OeCIUIoIMeM HESICHOTO T'e€HE3a U TOYHOE KOJUYECTBO KOTOPHIX OMPEACIUTh
HEBO3MOYKHO), JIMOO BBIKWJIBIIIN B PAaHHUE CPOKH W HEPa3BUBAIOIIUECS
O0epeMeHHOCTH. BO3MOXKHO W pOXKJACHUE >KUBOTO peOCHKAa, y KOTOPOIo
OyJlyT IOPOKU Pa3BUTHUS U YMCTBEHHAS OTCTaJIOCTh.

OMIUPUYECKUN PUCK, HA CaMOM JI€JI€, HAMHOTO HHM>XE Pacue€THOrO,
BEpPOSITHO MOTOMY, YTO Y TaMET CO COaJaHCUPOBAHHBIM XPOMOCOMHBIM
HabopoM OOJIbIle MIAHCOB BCTYMHUTH B OIUIOAOTBOpEHUE. PeanbHbIN prCK

POXKACHUA 0O0JIBLHOTO pe6eHKa Ipu C6aHaHCHp0BaHHOﬁ TpaHCJIIOKalIuH
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coctaBisieT He Ooisiee 14-18%, mpuuem pUCK HECKOJbKO HUXKE, €CIU
HOCUTEJb MEPEeCTPOKU — MyXuMHa. PHUCK CHOHTaHHOro abopta mpu
KJIMHUYECKH 3aperucTPUpPOBAHHON OepeMeHHOCTH cocTtaBiser 29-31%.
I[Ipuy  >TOM  HEOOXOAMMO  MOMHHUTb,  YTO  HMMEIOT  MECTO
OpEeAUMIUIAHTAMOHHBIE TOTEPH, KOTOPbIE MBI OLICHUTH HE MOXKEM —
YPOBEHb pHUCKa OLICHUBAETCS iz cpeau KIIMHUYECKH
3apETUCTPUPOBAHHBIX OEPEMEHHOCTEH.

JIisi  TMarHOCTUKU COAJTAaHCUPOBAHHOW TPAHCIIOKAIIMM METOJI0M
BbIOOpa  SBJIIETCST  IIUTOTEHETHYECKoe  uccienoBanue.  OmaHaxo,
TPaHCJIOKAIMU HEOOJBIINX pPa3MEpPOB MOTYT OBITh HE BBISBICHBI IPHU
KapuOTUIIUPOBaHUM, a ¢ noMouplo XMA  cOanmaHcupoBaHHBIE
nepecTpoilku He BbIABISOTCA. [ns ux BbisiBneHust tpedyercs FISH-
muarHoctuka.  Opnako, FISH-gmarmoctuka —  3TO  TapreTHBIN
(OpUIENbHBIA) METOJ| UCCIEAOBAaHUS, TO €CTh HUCIOJB3YIOTCS 30HIbI Ha
KOHKPETHBIE XPOMOCOMBI, HY’KHO 3HaTh MEXIY KAKUMH XPOMOCOMaMHU MBI
UIIEM TpaHciaoKaiuio. [loaToMy npu poxxaeHun peOeHKa ¢ aHOMaUSIMU
pPa3BUTUSA U MOAO3PEHUEM HAa XPOMOCOMHYK) aHOMAJIHUIO B CYIPYKECKOU
nape TpeOyeTcsi MPOBECTH XPOMOCOMHBIM MHUKPOMATPUYHBLIM aHau3
ATOMY PEOEHKY, U MPU ONpPEICTCHUN HECOAIaHCUPOBAHHOM TpaHCIOKAIUU
(menenuu U AYIUIMKAIMK), TpeOyeTcs oO0chIenoBaTh poOAUTEIEH ¢
nomotibto FISH-muarHocTuku Ha Hajauyue TPaHCIOKAIMM KOHKPETHO
MEXIYy TEMH XpOMOCOMaMH, IO KOTOPBIM OMPEAENCHbl JACNEUHs U

aymrkaus (puc. 3).
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TRANENORA A

Puc. 3. ®opMupoBaHue raMeT npu coOaTaHCUPOBAHHOM

PELIUNPOKHON TPAHCIOKALIUH.

HecbanancupoBaHHbIe TpaHCJIOKaIlUH, B TOM quCIIe
CyOMHKPOCKOITMYECKUX Pa3MepOB, MOTYT OBITH OMpEIETECHBI ¢ MTOMOIIBIO
XPOMOCOMHOT'O MHUKPOMAaTPUYHOTO aHaiu3a abopTHUBHOro Marepuana. B
ciydae OOHApy>XeHUs TaKhX [MEepPEeCTpOoeK CIleAyeT pPEKOMEHIOBATh
cynpyram JMOO  KapUOTUIHpPOBaHUE (€CIAM  pa3Mep MepecTPoeK
JOCTATOYHO KPYIHBIN), 1100 FISH-auarnoctuky. I1pu nposeaennun XMA
B 3aKJIFOYCHUHN BCET/Ia YKa3bIBACTCS pa3sMep Iy WK AYIJIUKAIlUU B
n.H. (map HykiaeoTunoB), ecid oH Oombmie 10 000 000 m.H. MOXHO
CIIOKOMHO PEKOMEHOBaTh KapuOTHI, Mpu pazmepax meHee — 5 000 000
n.H. Toabko FISH-nuarnoctuky. OnpeneneHue nepecTpoek B Jauara3oHe

5-10 000 000 m.H. 3aBUCHUT OT JIaDOpAaTOPUHU U KAaYECTBa aHAJIM3a.
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[Ipy BbIsIBIEHUMH COAJAHCUPOBAHHOW TPaHCIOKAMKU Y OJIHOTO W3
CYNIpyroB cjJeAyeT OOBSCHUTh UM, KaKhe€ BapUaHThl pealu3aluu
PENPOAYKTUBHOIO IOTEHIMAJa BO3MOXHBI B 3TOM ciuydae. [lepBbriit
BapuaHT - 93TO TBITaThCAd MPOJAOJDKATh TMOMBITKM  3a0epeMEHETh
€CTECTBEHHBIM IyTeM. DTO HamboJiee IKOHOMUYHBIN BapHUAHT, OJHAKO, B
JaHHOM CJlydae HEBO3MOXKHO MOBJIMATh HAa UCXOJ OEpPEMEHHOCTH. IDTO
Takasi cBoeoOpas3Hasi JIOTepesi, IJ€ IIAHChl Ha BBIMIPBIII JOCTATOYHO
3HAYUMBbIC, HO U BEPOATHOCTb HEYJA4YM OYEHb BBICOKA. B ciydae ecim
HACTyNaeT CIOHTaHHAasi OEPEMEHHOCTh B CYNPYKECKOW Mape, e OJUH U3
CYNIPYrOB SIBJISIETCA HOCUTEJIEM COAJIAaHCUPOBAHHOM TpaHCIOKAIIHH,
HEe00X0MMa MHBAa3MBHAS MpEHATaTalIbHAs TMarHOCTUKA. BTOpoil BapuaHT
— 9310 mnpoBeneane OKO ¢ mNpeauMIUIAHTAIIMOHHOM TE€HETUYECKON
JUAarHOCTUKOM. DTOT BApPHAHT JAa€T BO3MOKHOCTH CYIpPyraM C BBICOKOM
JI0JIEN BEPOSITHOCTH POJIUTH 30pOBOro pedeHka. B padore AHAPOHOBOM
H.B., BbeosHeHHOM B HaydyHOM IeHTpe aKymepcTBa, TMHEKOJIOTUH H
nepunatosnoruu um. B.1. Kynakosa B 2012-2015 rr. ObLIO MOKAa3aHO, YTO
npumenenue III'JI 'y  cymnpyxkeckux map ¢  HOCUTEIBCTBOM
cOQTaHCUPOBAHHBIX CTPYKTYPHBIX XPOMOCOMHBIX IIEPECTPOEK
aCCOLIMUPYETCS] CO CHIKEHUEM pHUCKA PENpPOAYKTUBHBIX IIOTEPHL IIO
CPaBHEHHUIO CO CIIOHTaHHOW OepeMeHHOCThIO [1]. OpHako JaHHBIMA
BAPUAHT JOPOTOCTOSIIUMN, IIPU ITOM CYIIECTBYET PUCK, UTO HU OJUH U3
OIUIOJJOTBOPEHHBIX ~ 3MOPHOHOB HE  OyIeT HMETb HOPMAaJbHBIM
XpOMOCOMHBI Habop. TpeTuit BapuaHT — OTO BCIOMOTATEJIbLHbBIC
PENPOAYKTUBHBIE TEXHOJIOTUM C MCHOJIB30BAHUEM JOHOPCKUX Tamer.
Henocrarok »TOro BapuaHTa 3aKIIOYaeTCsi B TOM, 4YTO HOCHUTEIb

TPpaHCJIOKalluu HC 6YJICT OMOJIOTHYECKUM poanTeicm pe6eHKa. JIJ'ISI
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MHOTHX CyOpyroB dTO HempuemsieMo. Bpau o00s3aH  1oMOYb
WHJUMBHUAYaJIbHO MOA0OpaTh MalleHTaM ONTUMAJIbHYIO TaKTHUKY BEACHMUS,
HO TIPM OTOM YYHUTHIBaTh JIMYHOE MHEHHE, ITHYECKHE M PEIUTHO3HBIC
MPUHIHUIIBI CYTIPYTOB.

YT00BI MPOMILTIOCTPUPOBATH, HACKOJIBKO IMO-PA3HOMY MOXKET BIIHMSATH
Ha PENpOAYKIIMI0O HOCHUTEIBCTBO COAJaHCHPOBAHHOM TpaHCIOKAIIWH,
pUBEJIeM KIMHUYECKUN ITpUMeEp.

Hayuenmxa U., 30 nem, podociosnas Komopoi npedcmasieHa Ha
pucyuke 4, obpamunace 6 c8A3U ¢ O08YMA  NOOPAO  CAVHAAMU
CAMONPOU3BONILHLIX  BLIKUObIWEL 68 MAloM cpoke. Myosw nayuenmku
cmapute ee Ha 2() nem, umeem 08yx oemeti om nepeozo Opaka, y KOmopulix
yoce ecmb cobcmeeHubvle oemu. llpu cmanOapmHOM SUHEKOIOSUYECKOM
00CN1e008aHUU  SIBHLIX NPUYUH He@blHAuUsaHus Oepemennocmu ) M.
gviseneHo He Owvino. Cynpyau Obliu HANpAaeieHvl HA YUmo2eHemuiecKoe
obcnedosanue. B pesynomame y U. 6vi1a ooHapycena coanancupo8antas
mpauncioxayusi medxncoy 3 u 17 xpomocomamu (kapuomun 46,XX,
t(3:17)(p21:p13), rkapuomun cynpyea 6 Hopme. bBvlio pexomendosano
npogeodernue KO + III]]. B umoee U. 6vino nposedeno uiecmov nonvimox
IKO. /lsasxcovt 6000we ne 6bL10 2MOPUOHOB, NPUSOOHBIX OJis1 nepeHoca. B
X00e uemvlpex Cledyrwux NoOnbimox Oulio noayyeHo no 1-2 smopuona co
cOANAHCUPOBAHHBIM —~ XPOMOCOMHbIM — Habopom. IIIJ]  nposoounace
memooom CGH, nosmomy neuzsecmmuo, Ovina au y smux 2MOPUOHO8
cOANAHCUPOBAHHASL MPAHCIOKAYUS, ONPEOeANOCh TUlib MO, YMo y HUX He
ObLIO Oeneyuti U OYRAUKAYUU, A MAKHCE YUCTOBbIX AHOMATUL XPOMOCOM, 8
moMm yucie, U He 8061e4eHHbIX 8 nepecmpotiky. Ilpu nocreoneil nonvimke

IKO y U. yoanoce nonyuums 14 ooyumos, onnooomeopunoce 10, ons
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] 6vinu npucooust 8, uz HUX CO COANAHCUPOBAHHBIM XPOMOCOMHBIX
Habopom Ovlno 0s6e. bvln npouzseden nepeHoc 3mux 08YX IMOPUOHOS,
3ape2ucmpuposana KAUHUYeCKU OOHONNOOHAS bepemenHOCmb,

3A6ePULUBLUASICS POAHCOEHUEM 300P0BO2O PEOEHKA.
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20,
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Puc 4. PonocnoBHas nmammeHTku 1.

Camoe unmepecHoe 6 amom ciydae mo, umo y M. ecmv cecmpa — A.,
25 nem, xomopas noka euje He NIAHUPOBALA OEPEeMEeHHOCTb, HO HA BCAKULL
cayuat mosce peuwiuna npogepums kapuomun. OKkazaniocs, 4mo Kapuomun
y Hee mouyHo makou dce, kak y HU. CnedosamenvHo, MO*CHO cOeramo
861800, UMoO 00e cecmpvl VHACIEO08ANU NEPeCmpolKy Om KO20-mo U3
pooumeneu. I[lpu smom ux pooumenu umenu O08yX 300pO8bIX Oemell
(U. u A.), npobrem ¢ HacmynjieHuem Uil 8bIHAUUBAHUEM DEPEMEHHOCMU 8
CYNpYIHCeCKoU nape He Owulio.

Ecau B cBsA3M cO cOanaHCUPOBAHHOM TpPaHCIOKALMEN MPOBOIUTCS
BPT C [T METOA0M FISH-mnaraoctrkm, HEOOXO MO

HI[GHTI/ICI)I/IHI/IPOBaTB HC TOJIbKO aHOMAJIMKU XPpOMOCOM, BOBJICUCHHBLIX B
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NepecTpoiiky, HO W  OCHOBHBIE  TPUCOMHHU, COBMECTHUMBIE C
KUBOPOKJICHHEM — Tprucomuu 13, 18, 21 XxpoMOCOMBL.

Cnenyromasi cOajaHCMpOBaHHAsE XPOMOCOMHAs aHOMaJIUsI — 3TO
poOepTcoHOBCKass  TpaHciokamus (puc. 4). DTo  XpOMOCOMHas
nepecTpoiika, Mpu KOTOPOH JIBE KOPOTKUE XPOMOCOMBI CIEIUISIIOTCS B
ogHy. B Takyr mnepecTpoMKy MOTrYyT BCTYIIATh AKPOLUEHTPUUYECKHUE
xpoMocomsl: 13, 14, 15, 21 u 22.

dopMHpoBaHUE TaMe€T TMpU POOEPCOHOBCKOW  TpaHCIOKAIUU
npeacraBieHo Ha puc. 6. Takke, KaKk M B Cllydyae C PEUUIPOKHOU
TpaHCJIOKaIlMe, BO3MOXKHO pOXJIEHHE peOeHKa C HOpPMaJIbHBIM
KapUOTHUIIOM, JMOO CcO COaJaHCUPOBAHHOW TNEPECTPOMKOM, Kak y
pomutensi. Ho cyiiecTByeT BBICOKHMH PUCK TOTO, YTO B TaMETy IMOMAAET
HEU3MEHEHHAs XpOMOCOMa W3 OJIHOM Mapbl, & BMECTO XPOMOCOMBI W3
IpYrod mapbl «CIABOCHHAs» XPOMOCOMBI, TO €CTh (DaKTUUECKU JIBE
XPOMOCOMBI.

Jl1s mpuMepa mpeacTaBuM, YTO B pOOEPTCOHOBCKYIO TPAHCIIOKAIUIO
BoBJieueHbl 14 u 21 xpomocombl. Kapuotunm Ttakoro Hocurtens Oynaer
45,XX,rob(14:21), ecnu 310 keHImMHa, OO0 XY, eCIM HOCUTEIb
myxkunHa. OOpaiaer BHUMaHHE, 4YTO OOIEe KOJIMYECTBO XPOMOCOM
3anuceiBaeTca kak 45, a He 46, moromy uto 14 m 21 xpomocoma
00BbEeTMHWINCH B OAHY (CM. puc. 3), HO KOTOpasi (aKTUYECKU COCTOUT W3
IBYX. B 3TOM cilyyae B MEHO3€ JIEJIEHUE XPOMOCOM MOXET MPOUCXOIUTH
clIeAyroIM o0pa3oM: B OAHY rameTy mnomaayT oaHa 14 u omHa 21
XpPOMOCOMBI, B IPYTYIO — OJIHA «ABOMHAS» XPOMOCOMa, cojaepxkamas 14 u
21. Tlpu ommoaoTBOpeHUn oOpaszyercsl JHOO 3apoJIbIl C HOPMaTbHBIM

XPOMOCOMHBIM Ha60p0M, anbo co C6aHaHCHp0BaHHOﬁ TpaHCHOKaHHCﬁ.
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IIpu npyrom BapuaHTe JeJ€HUS B OJHY TrameTy mnouaer onaHa 14
XpoMOCcoMa, a BMECTO 21 XpoMOCOMBI — «CABOECHHAs», TO €CTh cpa3y 14 u
21 xpomocoma. ITocne onno0TBOPEHU y 3apOblilla OKAXETCS MaTepUal
nByx 21 u tpex 14 xpomocom, TO €CThb TpaHCIOKalMOHHAs Tpucomus 14
xpoMocoMbl. Takasi mepecTpoiika C >KUBOPOXKIACHUEM HE COBMECTHMA,
MOATOMY MPOU3OUJIET MPEIUMIUIAHTAIIMOHHAS TTOTEPS, MO0 MpephIBaHUE
OepeMEHHOCTH B paHHEM CpOKe. B Ipyrylo ke rameTy npu 3TOM IMOMaiaeT
ToNbKO onxHa 21 xpomocoma, a 14 wne Oymer BooOme. Ilocne
OTUIOJIOTBOPEHUS Yy 3apojpiiia OyaeT MoHOcoMus 14 XpoMOCOMBI, U OH
noruOHET Ha paHHeM dTare pa3BuTud. [Ipu TpeTheM BapuaHTe JIeJICHUS B
OIHOM TameTe OKaxeTcss 21 XpomMocoMa U «CIBOCHHas» XpPOMOCOMA
BMecTo 14, 1mocie  OIJIOJAOTBOPEHUS Yy  3apojplia  OyaeT
TpaHCJIOKAalMOHHast Tpucomusa 21 xpomocombl. B »3tom caydae
OEpEeMEHHOCTh MOXKET MPOTrPECCUPOBATh, U B UTOTE POAUTCA PEOEHOK C
cuaagpomoMm  Jlayna. [pyras ramera ocTtaHeTcs BooOmie  0e3
21 XpOMOCOMBI, ¥ 3apO/IbIIIA KAET HEMUHYyEMast THOEb.

Kak 00bI4HO, SMIIMPUUYECKUN PUCK OTIMYAETCA OT paccueTHoro. [lpu
pPOOEPTCOHOBCKOM TpaHCJIOKAallMU, B KOTOPYIO BOBjedeHa 21 xpoMocoma,
PHUCK poJieHus pebeHka ¢ cunapomoM JlayHa cocrasisier 7-10%, 3a cuer
AIMMHUHAIIMA AaHOMAJIbHBIX TaMeT WM THOENH 3apojblilla B paHHEM CPOKE
oepemeHHocTH. Ecin B poOEpTCOHOBCKYIO TpaHCIOKAIMIO BOBjcYeHa 13
XpOMOCOMa, CYIIECTBYET PUCK POXKJIEHHUS peOeHka ¢ cuHapomoM llaray,
HO B JAHHOM CJIy4Yae SJIUMHUHHUPYETCS elle O0JIbIlle aHOMAJIbHBIX T'aMeET,
4yeM npu cuHapome [layHa, U UTOTOBBIM PUCK >KUBOPOXKACHUS peOCHKA C

curipoMoM Ilatay cocrasiset Bcero 2-2,5% (puc. 5).
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Puc. 5. CDopMHpOBaHHe raMeT Nnpu poOETCOHOBCKOW TPAHCJIOKAIIUH.

VY GepTuibHBIX NAMEHTOB ¢ pOOEPTCOHOBCKOM TPaHCIOKALMEN MpU
OepeMeHHOCTH TpedyeTcsi MPOBEACHHUE YIbTPA3BYKOBOIO MOHHUTOPHHIA
AKCHEPTHOrO0 Kjacca W o0sA3aTeldbHAas WHBAa3UMBHAs —IpEHATalbHAs
IuarHoctuka. Ecim ke B CympyXecKoM mnape, B KOTOPOW OJUH U3
CylpyroB HMMEET pPOOEPCTOHOBCKYID  TPAHCJIOKAIUIO, pealn3alus
PENpPOIYKTUBHON (DYHKIMM 3aTpyJlHEHA, U CYNPYrd CTpajaroT Jubo
oecruiogueM, JMOO NPUBBIYHBIM HEBBIHAIIMBAHUEM OEPEMEHHOCTH, TO
Tpedyetcsa nposeaeHue BPT c III'/], 1100 ¢ UcCnonb30BaHUEM JOHOPCKUX
ramer. IIpu BeIOOpe BPT ¢ III'Jl ciaenyeT mpuaepXKMBaThCs TOTO KE
NPUHIIMIA, YTO W NPU PEUUNPOKHBIX TPAHCIOKAIUAX — O00S3aTEIBHO
JOJIKHBI OBITH MTPOAHATM3UPOBAHBI AHOMAJIMKU XPOMOCOM, BOBJICUCHHBIX B
NIEPECTPOMKY M OCHOBHBIE TPUCOMHUH, COBMECTUMBIE C JKHUBOPOXKICHUEM
(otro kacaercs FISH-muarnoctuku, npu BbiOOpe CGH wmm NGS

aHAJM3UPYIOTCS BapUallMy YUCia KOMUN [0 BCEM XPOMOCOMaM).
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Haunbonee HebmaronpusTHeIA MPOrHO3 OyAET Mpu poOEPTCOHOBCKOM
TPAHCJIOKALMA TOMOJIOTUYHBIX XPOMOCOM, TO €CTh €CJIHU «CLEMUIIUCH) JIBE
XpOMOCOMBI U3 onHOM mapel (aBe 13, 14, 15, 21 umm 22 xpomocomsl). B
3TOM CJIy4yae IIaHCOB Ha HOPMAJIbHYIO OEPEMEHHOCTh HET BOOOIIE, TAK KaK
B raMeTy MOMNaJaeT JU00 cpa3y ABE CUEIJIEHHBIE XPOMOCOMBI U3 OJHOU
napel, 1100 HU oaHOW. Hampumep, eciim mpoucXoAuT poOEPTCOHOBCKAS
TpaHCJIOKaUs MEXIy AByMs 21 XpoMocomMaMu, TO 3apOJIbIl OYJI€T UMETh
ambo MoHocoMHuIo, JHb0 Tpucomuto 21 xpomocoMbl. MoHocOMUS
21 XpoMOCOMBI — 3TO MEPECTPONKA HE COBMECTUMAS C KUBOPOXKICHHUEM,
npu  TpucomMud 21 XpOMOCOMBI  OOJIBIIMHCTBO  3apO/IbIIICH
IIMMUHUPYETCS, HO CYILIECTBYET PUCK MPOTrPECCUPOBAHUSI OEPEMEHHOCTH
U poxJeHus peOeHka ¢ cuHiapomoMm JlayHa. Takxke >XUBOPOXKICHHUE
BO3MOKHO MpU POOEPTCOHOBCKOM TpaHCiOKanuu AByX 13 win nByx 22
XpPOMOCOM, HO 3TO OyAeT peOeHOK ¢ Tsxkenoi naronorueit. Tpucomuu 14
u 15 XpoMOCOM C JKMBOPOXICHUEM HE COBMECTHUMBI, MO3TOMY BCE
OepeMeHHOCTH OyAyT CaMONPOU3BOJBHO MPEPHIBATHCS B OUYEHb PaHHEM
cpoke. Ha pucynke 6 cxemMaTHyHO H300pakeHa POOEPTCOHOBCKAS
TPAHCJIOKAIM TOMOJOTUYHBIX XPOMOCOM M  (POpPMHUpPOBAHHUE TaMeT IPH

3TOHW aHOMAJINH.
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poﬁep‘rcouoacxaﬂ
TpaHCnoKauma
rMOMOANOIrMYHDBIX Hopmaanblﬁ

Xpomocom KapuoTumn

T\

TWNbl
ramer

/
S L

aHOMaJlbHble KapuoTunbl
100%

Puc. 6. ®opMupoBaHue raMeT npu poOETCOHOBCKON TpaHCIOKAIUU

TFOMOJIOTUYHBIX XpOMOCOM.

HNHcepums — 3T0 BUJ TPAHCIIOKALMK, IIPU KOTOPOU KYCOK U3 OJHOMN
XpOMOCOMBI IIEpecTpanBaeTcs Ha Apyryto (pucyHok 6). Yactora uncepuus
aHajoru4yHas perunpokHbiM Tparmockarusam — 1:700-1:1300. B mannoM
cily4ae BO3MOXKHO POKJEeHUE peOeHKa ¢ HOPMaIbHBIM KApUOTUIIOM HJIH CO
cOaaHCUPOBaHHOM MEPECTPONKOM, HO BBICOK PUCK Y MOTOMCTBA HAJIWYUSI
NEJEUUN WM AYIUIMKALMKU 110 TOM XpOMOCOME, KOTOpas mepejaina 4acTb

CBOETO T€HETHUYECKOTO MaTepuaia apyrou (puc. 7).
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HOPMasibHbIA
MHCepuMA KapuoTun

LI |
T

. . THNbl

ramer

HOPManbHbINA MHCepumMAa
KapuoTun 25%

25%

aHOMasbHble
Kapuotmnbl 50%

Puc. 7. ®opMupoBaHue raMet Npu HHCEPLIHH.

[Tocnennsiss cOanaHcUpoBaHHAsA TMEpPECTpOilka — ATO HWHBepcusa. B
JAHHOM CJIydyae B IIEpECTPONKY BOBJIEYEHA TOJBKO OJIHA XPOMOCOMA.
NuBepcus — 310 moBOpoT ydactka xpomocoMsl Ha 180 rpamgycos. Ecim
OpaTh pacUeTHBIM PUCK, TO JaHHAs TMEPECTPOilka BOOOIE HE JO0JKHA
BIIMSITh HA PENPOAYKIHUIO — B TaMETy MOMaJaeT JuOO OJlHA HOpMasibHas
XpoOMOCOMa U3 Taphl, JIMOO — XpOMOCOMa ¢ MHBEPCHUEH, Y KOTOPOH o0I1IIee
KOJIMYECTBO TE€HETUYECKOrOo MaTepuaia HeusmeHHo. (OnHako, B
pEaTbHOCTH, MPU HAJTMYUU UHBEPCUU, PUCK POXKICHUS O00JIHHOTO peOeHKa
coctapiisieT okoyio 10%, a puck OecIuioaus MWW HEBBIHAIIIMBAHUS OKOJIO
13%. D10 0OBICHAETCS TE€M, UYTO B MEi03€ MPOMCXOIUT TaKOW IPOIECC

KaK KpPOCCHHI'OBCp — OOMEH TI'€HETHYECKUM MaTCpruajioMm MCKAY
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TOMOJIOTUYHBIMH  XpOMOCOMaMH (JIB€ XPOMOCOMBI M3 OJHOW TMaphl
oOMeHHBAIOTCA (PparMeHTamMH, pPaCIOJIOKEHHBIMH Ha OJHOM M TOM XK€
Mecte B XxpoMmocoMme). Ecim  KpocCHHroBep  IpOM30MAET  Ha
WHBEPTUPOBAHHOM y4YaCTKE, BO3MOKHO BOBHUKHOBEHUE B FaMETE ACIECLUN
OJIHOTO W AyIJIMKanuu apyroro (parmenra. dopmanbHO, XpomMocoma
OyZeT 1uenas, HO KaKMX-TO T€HETUYECKUX MOCIEAOBATEIbHOCTEN OyaeT

HEI0CTaBaTh, a APyrue OyAyT MPECTaBICHBI B M30BITKE (pHC. 8).

A A [

WY \/ \/

HOpPMaNnbHAR XPOMOCOMA KPOCCHHrOBEp hOpMHUPOBEAHME AENCLMM
M rOMONOrHYHas OAHOMD NAEua M
XPOMOCOMA C MHBEPCHER LYNAMKALUMK ADYTOrO

Puc. 8. Kpoccunrosep npu HHBEPCHH.

Puck 3aBUCHUT OT KOHKpPETHOM cuTyanuu. MHBepcun HEOONBIINX
pa3MepoB, HE COJEpKAIIUE LEHTPOMEPY (MAPALIEHTPUUECKUE UHBEPCUN),
KaK IIPABUIIO, KIIMHUYECKU HE MIPOSIBIISIFOTCS. Kpyrmabie

MEepPUILICHTPUYECKHUE (COoIepIKaIKe MEHTPOMEPY) HMHBEPCHH HUMEIOT OoJiee
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CEepbe3HbIC TMOCHCACTBUSA i1 (EPTHWIBHOCTH M MOTYT NOTpPeOOBAThH
BCIIOMOTaTENbHBIX PEMPOAYKTUBHBIX TEXHOIOTUM ¢ npuMeHeHuem 11/
Takum 00pa3oM, pUCK HEBBIHAIIIMBAHUSA OEPEMEHHOCTH OYE€Hb BBICOK
Opy BCEX COAJaHCHUPOBAaHHBIX XPOMOCOMHBIX IepecTpoek. TakTuka
BEJICHUS CYITPY>KECKOU Maphl OMPEEIAECTCS B 3aBUCUMOCTH OT XapakTepa
IIEPECTPOMKH, A TaKXKe OT PENpPOAYKTHUBHOIO aHAMHE3a M BO3pacTa
cynpyros. [Ipu OTATOImIEHHOM PENPOAYKTUBHOM aHAMHE3€ ONTUMAIbHBIN
METOJ peanu3anuu reHepatuBHoN PyHkiuu — npoeaeHue KO c T/,
JlaHHBIT METOJ CHUXAeT PHUCK HEeCOATaHCUPOBAHHOW TPAHCIOKAIIMU
POJUTEIBCKOTO MPOUCXOKIACHUS, a4 TAKKE aHEYIUIOUINN, COBMECTUMBIX C
KUBOPOXKJICHUEM MW COKpAIAET BpEMs, 3aTPAYCHHOE HA JOCTUIKCHHE
YCHEUIHON OEepeMEHHOCTH (YTO OCOOEHHO BAXKHO Yy CYNPYXKECKUX Map
CTaplliero penpoaykKTuBHOro Bo3pacta). MHWcnonw3oBanue III'J[ He
IPUBOAUT K CYLIECTBEHHOMY CHMXEHUIO pUCKa HE XpoMOCOMHBIX BIIP,
MO3TOMY TPU HACTYIJIEHUH OEPEMEHHOCTH B CYIPYKECKOH mape, Tne
OJMH W3 CYIPYTOB SIBJISIETCS HOCUTEIEM XPOMOCOMHBIX IIEPECTPOCK, B
T€YEeHUEe OEPEMEHHOCTH HEOOXOAMM DBKCIEPTHBIN  yIbTPa3ByKOBOM
MOHUTOPHUHTI. B psine cinydaeB, HecMoTps Ha npoBeaeHue [1I'1, TpedyeTcs
WHBAa3WBHAs IpPEHATAJIbHAA JUArHOCTUKAa. B 3TOM cllyyae onTuMaibHbINA

METOJ UCCICOOBAaHUSA — XpOMOCOMHBIﬁ MI/IKpOManI/I‘IHIﬂﬁ daHaJIn3.
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METO/bI JUATHOCTUKH XPOMOCOMHOM MMATOJIOTUU

OCHOBHOM METOA JJISl U3YUYEHHSI CTPOCHUS M KOJIMYECTBA XPOMOCOM —
3TO LATOT€HETUYECKOE UCCIICIOBAHUE, VI KJIACCUYECKOE

kapuotunupoBanue (puc. 9).
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Puc 9. XpOMOCOMBI IMpyu TUTOI'CHECTHYICCKOM HUCCJICAOBAHUHN

XpOMOCOMBI CTAaHOBSITCS BUJUMBIMU B CBETOBOM MUKPOCKOIT TOJIBKO B
mpoliecce JIeJieHWs KIEeTOK Ha cTaauu MeTadassl. [loatomy mpu
UCIIOJIb30BAHUM JIMM(OIIMTOB KPOBU IEpe]l MPOBEACHUEM HCCIIETOBAHUS
MPOBOJUTCS CTUMYJISILMU JEJIEHUSI KIETOK. MeTouKa HCClIeq0BaHUS
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npeacTaBiaeHa Ha pucyHke 10. O4eBrIHO, YTO KAPUOTHUITI B TCUCHHUE KU3HH
HE MEHSIETCS, TOATOMY HET HEOOXOJMMOCTH B MOBTOPHOM HCCJICIOBAHUU
3a MCKJIIOYEHHMEM TE€X CJIy4aeB, KOrJa Bbl MO KAaKUM-TO HOPUYMHAM

COMHCBACTCCH B KAUYCCTBC IIPOBCACHHOI'O dHAJIN34.

Ctumynsanusa aeyeHust

!

OcTaHOBKa AeJIeHUudA

+

0O6paboTKa runepTOHUYECKHMM PAaCTBOPOM y/Aa/leHUE JULUIHUX KJIETOK

v

LeHTpudyrupoBaHue

v

[Tocsie TpéxkpaTHOU PUKCALUU CMECBHIO YKCYCHOM KUCJIOThI U
3TUJIOBOTO CIIMPTA CyClEH3UsI HAHOCUTCS Ha IIpeIMeTHbIe CTEK/IA

v

OkpamvBaHue

v

MuKpocKonusi ¢ KOMIbIOTEPHOW 06pabOTKOM

Puc. 10. Metoauka KapuoTUIIUPOBAHUS

[Ipu nmnpoBeneHun aHanu3za aOOPTUBHOTO MaTepuaja  MOXKET
UCIIOJIb30BAThCS MPSMOUW METOJ KAPUOTUIIMPOBAHHUS, TO €CTh HAHECEHUE
MaTrepuaja HEMOCPEICTBEHHO Ha MPEIMETHOE CTEKIIO U €r0 OKpaIlMBaHUE
(MOCKOJIBKY B KIIETKaX XOpPUOHA HPOMCXOJUT WHTEHCHBHOE JCJICHUE).
WNHorna wucnonb3yeTcss KOMOWHHMPOBAaHHBIM METOJ — MCCIEIOBaHUE
NPSMBIX OTIIEYATKOB B COUETAHUU C KYJIbTUBUPOBAHHBIMU KJIETKAMMU.

C noMouIp0 KapuOTUIUPOBAHUSI MOTYT OBITh ONPEAEIEHBI YHCIOBBIE
aHOMAJIMA XPOMOCOM, MOJMUIUIOUANM, & TAKXKE ACICUUA W IYIUIMKALUH,

pasmMepoM oT 5-10 MITH. Tap HyKJIEOTUIOB.
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BricokoTouHbIi MeTOo BiccnenoBanus — 3To FISH-muarsoctuka. [pu
MIPOBEICHUN FISH TUAarHOCTUKU HCIIOJIb3YHOTCS 30H/IbI,
KOMILJIEMEHTapHbIe OMpeleeHHbIM XpomocoMaM. Hemoctatkom FISH-
METO/a SBJISIETCS TO, YTO JIMAarHOCTUPYIOTCS aHOMAJIMM KaKHX-TO
KOHKPETHBIX XpPOMOCOM, IIO3TOMY METOJ MPUMEHSETCS, €CIM Bpay
IIOJIO3PEBACT y MALMEHTAa KAKOW-TO KOHKPETHBIM CUHIpOM. Yaiie Bcero
METOJI UCTIOJIB3YETCS ISl IMAarHOCTUKU MUKPOJACJICIITMOHHBIX CUHIPOMOB,
HanpuMmep, cuHapoM Bwunbsamca, cungpomsl [lpanepa-Bwim wnm
AHrenpmana, cuaapoM Bomnbda-XupiixopHa u ap. Takxke METOJl MOXKET
MPUMEHSTHCS TIPY MOJA03PEHUM HAa HAJIWYKE TPaHCIOKAIUM MEXAY JBYMSI
KaKUMHU-TO KOHKPETHBIMU XpoMocoMamu. Hampumep, eciin B aDOpTUBHOM
Martepuasie BbISIBICHA JeJelus S5 XpOMOCOMBI M aymiukanus 19
XpOMOCOMBI, TO Yy poautene mpoBoautcs FISH-muarnocuka st
UCKJIIOUCHHUS  COAJaHCUPOBAHHOW  TPAHCIOKAIIMM  MEXKIY  ATUMHU
xpoMocoMaMu. Takke METOJ MOKET MCIOJb30BaThCS A TMOMCKa
nenemuid  X- Wik Y-xpoMmocoMbl. Emie  0AHO — IpUMEHEHHSs
FISH-aquarnocTukn — npeAMMITIaHTallMOHHASI TCHETHYECKasl TMarHOCTHKA.
Yame Bcero HCHONB3YIOTCA 30HABI TPOMHBIE K TEM XPOMOCOMAaM,
TPHUCOMHH MO0 KOTOPHIM COBMECTHMBI C XHBOPOXJIECHUEM — OOBIYHO 3TO
xpomocomsl 13, 18, 21, X, Y. HacTto npoBOAUTCS aHAJIU3 HA TPUCOMUIO 16
XpPOMOCOMBI — OHAa HE COBMECTHMMAa C >KMBOPOJKJICHHUEM, HO 3TO camas
yacTtass aHoOMajus, BbIABIsIEMas B aAOOpPTUBHOM MaTepuajie IIpu
HeBbIHaIIMBaHUU OepeMeHHOCTH. OKo0 16% OT Bcex Hepa3BUBAIOIIMXCS
OEpEeMEHHOCTH O0YCJIOBJIECHBI UMEHHO TpHUCOMHEH 16 XpoMOCOMBI, TOT/Ia
KaK HEKOTOpbIE TPHUCOMHU BCTpeUarOTCsi MeHee 4eM B 1% ciydaes.

NHorpa mo0aBisitOTCS 30HBI JJI APYTHUX XPOMOCOM — HO 4YeM OOJbIIe
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XpPOMOCOM aHAJIU3UPYETCs, TEM JOPOXKE HccieaoBanue. Eciu u3BeCTHO,
YTO Y OJHOTO U3 CYNPYIOB €CTh KakKas-TO MEPECTPOMKA, TO B MEPBYIO
odepe/ib HY’)KHO MCKJII0YaTh y SMOpHOHA aHOMAJIUU 10 TEéM XPOMOCOMaM,
KOTOpbIE BOBJICUEHBI B ATy NEPECTPOUKY (€CIM CHOBa B3SITh IPUMEP
ONMCAaHHBIM BBIIIE, TO €CIM Yy OJHOIO U3 CYNPYroB BbISIBJICHA
TpaHcIoOKalua Mexay S5 u 19 xpoMmocomamu, TO TpU MOPOBEACHUH
FISH-nquarHocTukM 30HIBI TPOIHBIE K 3TUM XpPOMOCOMaM 00s3aTeIbHO
JIOJKHBI OBITH BKIJIFOUEHBI B HAOOp, ucnoiab3yeMbidt s [1I]T). I[lpu sTom
naxe ecid nokazanueM k  III'JI  sBunace  cOanmaHcHpoBaHHas
TPaHCJIOKAIUs, TO UMEET CMBICI 3a0/IHO UCKITFOUUTh YaCThIE TPUCOMUH.

OnvH U3 COBPEMEHHBIX METOJOB UCCIEAOBAHUS, KOTOPBIA BO MHOTHX
Cly4yasiXx B HAcCTOsEe BpeMsl SBISIETCS METOJAOM BbIOOpa, — ITO
XPOMOCOMHBIN MUKPOMATPUYHBIN aHaJIn3 (MOJIEKYJISIpHOE
kapuotunupoBanue). [Ipu nposenennn XMA HCHOJIB3yeTCS AOCTATOYHO
CJIO’KHasi TeXHOJorHs, BKItouaromias Beiaenenue JJHK, ee ammnudukaimto
U JTAJIbHEHITYI0 JH3UMATUUYECKYI0 pecTpukiuio. Ha mnosydyeHHbie
dbparmMeHThl ganee HaHOCUTCA  (uiroopeciieHTHas MeTka. Kaxblii
dbparMeHT uMeeT CHeHu(UUEeCKyl0 CTPYKTYpy U  CBS3BIBACTCS C
KOMIUIEMEHTAPHBIM ~ OJIUTOHYKJIEOTHUJIOM PACIOJIOKEHHBIM B CTPOrO
ONpPEACIICHHOM Yy4YacTKe MMKpPOMATpHUIlbl, BO3HUKaeT cBeueHue. Ilo
OTHOCUTEIIbHOW MHTEHCUBHOCTH CBEYCHUSI YYACTKOB MUKPOMATPUIBI TIPU
CKaHUPOBAHMM MOXHO KOJIMYECTBEHHO OINPEACIUTh YHCIO TaKHUX
dbparmMeHTOB.

Mukpomarpuiia — 3TO TBEPAbI HOCUTENb HEOOJIBIIOTO pa3Mepa C
MPUKPEIUVIEHHBIMUA K HEMY B ONPEICIICHHOM MOPSJIKE OJUTOHYKJIEOTHIAMU

HJIK y49aCTKaMH I[HK CYH.[GCTByeT HCCKOJIBKO BHUJIOB MHUKpPpOMATpHUIl C
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pa3HbIM paspenieHreM. MukpoMaTrpuia, ucnoiab3dyemas g XMA
aboptuBHOro Marepuaia coaepkut 180000 cnenuduueckux Mapkepos, ee
pazpemaroiias crnocooHocts oT 800 000 m.H. (B OTAEIBHBIX PErHOHAX OT
500 000 m.H.). Takue xe MUKpOMATPHUIIbI UCIIOIB3YIOTCS AJISI TApPTreTHOTO
XMA, KOTOPBI MOYKET MPUMEHSATHCS B MPEHATAJbHOW JUArHOCTUKE U B
IIOCTHATAJIbHOM TIEPUOAE Yy JE€TEed C NPU3HAKAMH XPOMOCOMHOM
natosiorud. boiiee BEICOKOE pa3pellieHue y MaTpull, MPUMEHSIOMUXCS IS
cTaHJapTHOro u pacmupeHHoro XMA — coorBerctBeHHO oT 200000 1 ot
50000 m.H.

C momompto XMA MOTyT ObITH OMNpEAENIEHbl YHCIOBBIE aHOMAJIUU
XpOMOCOM, JACJNEHUU U AYIUIMKALMH, TPUILUIOWIWU, TETparuiouauu (Impu
HAaOOpe TOJIOBBIX XpoMocoM XXXY). Marpuia ¢ caMbIM HHU3KHUM
pa3peleHueM MOXKET onpeaensaTh noJoMku B 10-20 pa3 MeHblIMEe, yeM
ATO BO3MOXHO IPU CTAaHJAPTHOM KapuoTunupoBaHuu. Merommka XMA
TaKkoBa, YTO OHA OMPEAENSET TAaK HA3bIBAEMbIE BapUallMM YHWCIIA KOMHUI
(CNV), 10 ecTb HM30BITOK HMJM HEJOCTaTOK TIEHETHYCCKOIO Marepuaa,
no3TOMY cOalaHCUPOBAaHHBIC TMEPECTPOUKH (TpaHCIOKAIlMU, WHBEPCHH,
MHCEPLMHU) C TOMOIIBIO 3TOTO METO/Ia HE MOT'YT OBITh BbIsIBIICHBL. XMA He
IaeT MH(POpMALUIO O CTPYKTYPE XPOMOCOM M KOHKPETHOM JOKaIM3aluu
reHeTUYeCcKoro aucdananca. Hampumep, npu yBeIMUY€HUH UHTEHCUBHOCTH
curHana ot 21  xpomocombl, ¢ noMompro XMA  Hemb3d
mudPepeHupoBaTh PETYISPHYIO TPUCOMUIO TAHHOW XPOMOCOMBI (TO €CTh
HallMYMe€ B KapUOTHUIIE TPEX CaMOCTOSTEIbHBIX 21 Xpomocom) OT
HecOaJIaHCUPOBAHHON POOEPTCOHOBCKOW TPAHCIOKAMM (KOTAA JIMIIHSAS
21 xpoMocoma CUEIUIEHAa C TOMOJIOTUYHOW XPOMOCOMOW HMIJIM C KaKOM-TO

Ipyroil axkporeHTpudeckoil xpomocomoit). Taxxke y XMA Huzkas
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YyBCTBUTEJIBHOCTh B OTHOIICHHWU TETPAIUIOUIUN — OJHA KJETKa C
XpoMOCOMHBIM HabopoM 96, XXXX wmmu 96, XXYY omnpenensieTcs Kak
2 KJIETKU C HOPMAJIBHBIM JUIIJIOMHBIM HA0OPOM U BBIIAETCSI HOPMAJIbHBIM
pe3yJbTar.

Eme oguH COBpEMEHHBIM METOJ| aHaAIM3a BapHUAllUM YHWCJa KOIUU —
3TO cpaBHUTENbHAS reHoMHas ruopuauzanus (CGH). Bosmoxunoctu CGH
AHAJIOTUYHBI TAKOBBIM Y XMA, 3a HCKIIFOYCHUEM JETCKINU MOJUIIION NN
— 3TO0T MeToA uX He BoIABIIeT. CGH MoXeT mpuMeHSThCS B IporpamMMax
OKO c gensro [II'T, npu 3TOM UCKIHOYAOTCA TPUCOMUHA U MOHOCOMUU IO
BceM xpoMmocomaM (B otinune oT FISH-muarsocTukm), a Takxke aenenuu
U JQyIUIMKaluM y 3MOpuoHa. B Hacrosmiee Bpemsa B mporpammax KO c
I[II'T gacro npumensiercs Meron NGS, omnpenensrommx 4YUCIOBBIE U
CTPYKTYpHBIE  TEPECTPOUKH BCEX XpOMOCOM (cOaaHCHpPOBAaHHBIC
MEePECTPONKHU ATOT METOJ] HE BBISBIISIET).

Takum oOpa3om, Kkorjga TpeOyeTcs, MpPEXae BCEro, HCKIIOYUTH
cOaIaHCUPOBAHHYIO  XPOMOCOMHYIO  MEPECTPONMKY Yy COMATHYECKU
3I0POBBIX JIMII C OECIJIOAMEM | HEBBIHAIIIMBAHUEM OEPEMEHHOCTH,
PEKOMEHJIyeTCsl  KJIacCHMYeCKOe  HccieloBaHue  Kapuotuma. [Ipu
JWArHOCTUKE YHCJIOBBIX AHOMAIMH B CUCTEME IIOJIOBBIX XPOMOCOM MBI
TaKK€ CUMTAaEM METOJOM BBIOOpPA KJIACCUUYECKOE KapHUOTHUIIHPOBAHUE,
MOCKOJBKY TaKW€ aHOMaJuh C T[OMOIIbKD  ITUTON€HETHYECKOIO
UCCIICIOBAHUSI ~ XOPOILIO  BBIABISIIOTCA, W HET 0CO0OTO  CMBICHIA
HCIIOJIb30BaTh 00JIee TOPOTOCTOSIINE METO I UCCICIOBAHMS.

HecmoTps Ha J0Ka3aHHYIO POJIb XPOMOCOMHBIX abeppaliii B reHese
HEBBIHAIIIMBAHUS OCPEMEHHOCTH, MCCIEIOBAaHWE KapHOTHIIA dMOpPHOHA U

Iiogaa Ipu 9TOM IIaTOJIOTUU MNpOBOAUTCA JIMIIb CIIOPpAINYCCKH. 910
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O00yCJIOBIEHO pAIOM  OOBEKTUBHBIX W  CYOBEKTHUBHBIX  IPUYMH.
bonpmumHCTBO XPOMOCOMHBIX aHOMAaJINH, IPUBOASILINX K
IPEXKJACBPEMEHHOMY 3aBEpIICHUI0 OEpPEeMEHHOCTH, HACIIEICTBEHHO HE
OOyCIJIOBJIEHbI U CUUTAIOTCA «ClydyalHbIMW». [Ipu 3TOM He cyuniecTByeT
METOAOB  A(P(GEKTUBHOW MPOPUIAKTHUKA MOAOOHBIX TI€HETUYECKUX
HapyUIEHUH NpH MOCIEAYIOIUX OepEMEHHOCTSIX.

Yame Bcero mOpH  HCCIEIOBAHUM  a0OPTUBHOTO  MaTrepuasia
IPUMEHSETCS CTaHJapPTHOE IUTOTEHETHYECKOE UCCIIEJOBAHUE
(KapHOTUIIMPOBAHUE), MOCKOJIBKY 3TO HanbOosee NEmEBbI U JOCTYIHBIMI
METOJ UCCIEAOBAHUSA U3 CYLIECTBYIOIINX TWATHOCTUYECKUX NPOLENyp, U
€ro BO3MOXHOCTH IpU aHalIu3e a0OpTUBHOIO MaTepuana JI0CTaTOYHO
xopomo wuszydeHsl [28, 41]. Ilpu 3TOM mnpoBejAeHUE CTaHAAPTHOTO
KapUOTUIIMPOBAaHUS B PsJAE€ PETUOHOB HAIIEW CTPaHbl COMNPSIKEHO C
MEIMKO-OPraHU3allMOHHBIMA U TEXHOJOTMYECKUMHU  IpoOJieMaMu,
MOCKOJIBKY HE BCE MEIULIMHCKUE YUPEXKICHNUS, T/I€ IPOBOJIUTCS IBAKyalIHs]
OPOJYKTOB 3a4yaTHsi U3 MOJOCTH MAaTK{, PacloJiaraloT BO3MOMXKHOCTBIO
IPOBOJUTh TE€HETHMYECKUE HCCIEIOBAaHUs, JIOCTaBKa € Marepuaja B
CHEUMAM3UPOBAHHYIO  JIaDOpPaTOpUIO B  PEKOMEHJOBAHHBIE  CPOKHU
3aTpyIHEHA B CBSI3U C OIPAHUYEHHBIM CPOKOM XpPaHEHUsI OHOJIOTHYECKOTO
Marepuana (MaTtepuas PEKOMEHAYETCS JIOCTaBUTh B JIaDOpPaTOpPUI0 B
TedeHue 2 dacoB). IlomMuMO 5TOro, 4acTto BO3HHUKAET KOHTAMHUHAIIUS
MATEPUHCKUMU KJIETKaMH, B 3HAUUTEIIbHOW YaCTH CIIy4aeB MMEIOT MECTO
HeyJlayu KyJbTHUBUPOBaHMsS. Tak MO JaHHBIM HEKOTOPBIX aBTOPOB IpHU
IPOBEICHUN LIUTOI€HETHYECKOTO MCCIIEI0OBaHUsl aDOPTUBHOIO MaTepuasna
MOJY4YUTh pe3ydabTaT yjaaercs jauimb B 73,6% caydaeB. Eme ogHum

HEJOCTATKOM METOda SABJISACTCA TO, qTo Ipu IMPOBCACHNUN
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UTOTC€HETUYECKOIO aHaJM3a HE ONPENESAIOTCS CYOMHKPOCKOIUYECKUE
CTPYKTYPHBIE MEPECTPONKH, YTO MNPUBOJUT K JIOKHOOTPHUIATEIbHBIM
pesyabTatam [2, 8, 11, 12, 21, 31, 37]. [losToMy B KIMHUYECKOMN MTPAKTHKE
OBITYET MHEHHME O COMHHTEIIBHOM LEIecO00pa3sHOCTH HCCIEAOBAHUS
KapuoTHuIia B aDOPTUBHOM MaTepuale.

B nocinennue roabpl TMOSBWINCH OOJiee COBPEMEHHBIE METOJIBI,
HallpuMep, XPOMOCOMHBIM  MHKpoMmaTpuuHbld  aHamu3 (XMA) ¢
ucrnonbzoBanueM SNP-matpuil. [lpu mnpoBenennu XMA npomyckaercs
XpaHEHUE HATHUBHOTO Marepuajiia a0 48 4YacoB, NO3TOMY €CTh
BO3MOKHOCTb TPAHCIOPTUPOBKU OMOJOTHYECKOTO MaTepuajia u3 JIFOOoro
peruona Poccuu. Ilpu Temmneparype +2 - +8 rpaaycoB AOMYCTUMO
XpaHeHue Marepuasna 10 48 YacoB, a NpPU KOMHATHOM TeMImepaType
JOMyCTUMa TPAHCIIOPTUPOBKA B TEUEHUE CYTOK, UYTO JI€NAeT JAaHHOE
UCCJIEOBaHUE oonee JOCTYITHBIM, yem TPaJUIIMOHHOE
KapuoTUIIUpoBaHue. TeM He MeHee, MO CPaBHEHUIO C TPaAUIMOHHBIM
UTOTCHETUYECKUM HuccienoBaHueM, XMA uMeeT U OIpeaeTeHHbIE
HEJIOCTaTKWA: HE  BBIIBJISIOTCS  COAJIaHCUPOBAHHBIE  CTPYKTYpPHbBIE
NEepeCcTpOKM  (MHBEPCUHM, TPAHCIOKAlMM), HET wuHdopMauuu O
KOHKPETHOM JIOKaJM3allMu TeHeTHuYeckoro aucoOananca. Hampumep, npu
BBISIBJICHUU TPUCOMHUUN aKpOILIEHTPUYECKUX XPOMOCOM HEMOHSITHO, UMEET
MECTO pEryJiipHas TPUCOMHS WM TPACIOKAUWOHHAs, NPHU BBIABICHUU
OYTUIMKAllMA ~ KaKOW-TO XPOMOCOMBI HEU3BECTHO, T/I€ KOHKPETHO
PACIONIOKEH ATOT JHUIIHUM TeHETHYeCKMHM Mmarepuai. Kpome Ttoro, He
OIpeIeIISICTCS MO3anuli3M HU3Koro ypoBHs (Hmke 5-10%). Hecmorps Ha
TO, 4TO UH(OPMAIIMU O MCCIICIOBAHUN aOOPTUBHOIO MaTepuasia METOJI0M

XMA 3HaUUTEIHLHO MCHBIIC, YEM 00 HCHOJIb30BaHUHU OUTOI'CHCTHYCCKOI'O
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UCCIICIOBAaHUs, OH BCE IIMPE BHEApPSICTCS B mpakTuky [8, 12, 24, 45]. Ha
pucynke 11 mpezacrtaBieHo Trpaduyeckoe H300paKeHHUE HOPMAJIbLHOTO
xeHckoro (A) u  wmyxckoro (b)  MosekynspHOTO — KapuoTuIa

npu aHamze XMA.
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Puc. 11. HopManbHbIi MOJIEKYISpHBIN KapuoTuil (XMA).

A — )eHCKuM, b — MyXCKOM.

BbiBlI€HHE XPOMOCOMHBIX aHOMAJIMK Yy AMOpPHOHA, Ha HaIl B3I,
ABJIAETCS 11€J1eCO00pa3HbIM C MPAKTHYECKOW TOYKH 3PEHUS, MOCKOJBKY
MO3BOJISIET ONITUMU3UPOBATH AJITOPUTM OOCIIEIOBAHUS CYIPYKECKOM Maphbl
[OCJIE ANU30/]a HEBbIHAIIMBAHUS OEpEeMEHHOCTU. B HEKOTOpBIX ciyyasx

TpeOyeTcsi 0053aTeNIbHOE UCCIEA0BAaHME KapuoTuna poauTeneil. B npyrux
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Clly4asiX, HapoTHUB, OoJiee 11eJIeCO00pa3HO HalpaBUTh OOCJIeIOBaHUE Ha
BBISIBIICHHE TMHEKOJIOTMYECKUX U DKCTPAr€HUTAIIbHBIX, @ HE TEHETUYECKUX
OpUYMH HEBbIHAIIMBaHUA. [IpM  HKCNONIB30BaHUM  BCIOMOTATEIbHBIX
PENPONYKTUBHBIX  TEXHOJOTMA TpPU  ONPEACICHUHM  AHOMAJbHOTO
XpPOMOCOMHOI'O Habopa B a0OpPTHUBHOM MaTephasie B OyAylIeM MOXKET
OBITh PEKOMEHI0BAHO IPEAUMIIIAHTAMOHHOE TFEHETUYECKOE
tectupoBanre (III'T). Ecnm ke mpepbiBaHne OCPEeMEHHOCTH IIPOM3OIIIO0
Opy HOPMAaJbHOM XPOMOCOMHOM Ha0ope, TO MpH CIEAYIOUIEH MOMNBITKE
OKO cnenyer mOpUHATH  JOpyrue  Mepbl 1 OPOPUIAKTUKU
HeBbIHAaMMBaHU [15].

Haubonee BayKHBIM PEUMYIIECTBOM XPOMOCOMHOTO
MUKPOMATPUYHOTO aHalu3a Mepel CTaHAApPTHbIM KapUOTUIIHMPOBAHUEM
ABJISIETCS ~ BBICOKOE  pa3pelieHMe U BO3MOXKHOCTb  BBISABJICHUS
MUKPOCTPYKTYPHBIX TIepecTpoek. Takue nepecTpOrKd MOTryT ObITh
CJICICTBUEM HAJMYUsi XPOMOCOMHBIX adeppaluil y poauTeneii, uto Oyaer
OPUBOAUTL K TOBTOPEHHMIO HEBBIHAIIMBAHUA. B HEKOTOpBIX cllydasx
MOET MOTPeOOBaTHCS MPOBEACHUE BCIOMOIATENIbHBIX PEMPOTYKTUBHBIX
TexXHoJiorui ¢ npumeHenuem III'T unm ¢ UCHONB30BaHMEM TOHOPCKUX
rameT. CBOEBPEMEHHOE BBISIBJIEHUE AHOMAJIbHOTO KapUOTHIIA Y POAUTENEH
MOXET yOepeub HMX OT ICHUXOTPABMHUPYIOLIECH CUTyallud, CBA3AHHOH C
NOBTOPHBIMHM CJIy4asiMd HEBbIHAIIMBAaHUA OEpEMEHHOCTH B OyIylliem
[20, 45].

XpOMOCOMHBIE aHOMAJIUU Y 3MOpUOHA/TIIONAa MOTYT MPUBOIUTH HE
TOJIbKO K HEBBIHAIIMBAHUIO OEPEMEHHOCTH B NEepBOM Tpumectpe. [lpu

aHTCHATaJILHOU THOeIN I104a UX YACIBbHBIX BCC TAKIKC 3HAYUTCIICH — OHU
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coctaBisitoT 8-10% mnpu BHyTpuyTpoOHOUM THOEnM mocie 20 Hemenab U
MEPTBOPOXKICHHUIX BO BTOPOM U TpeTheM TpuMecTpe [43-44].

['eHOTMII TUIAIICHTHI B HOPME HICHTHYEH TEHOTHNY Iutona (3a
UCKJIIOYCHUEM CJIy4yaeB MO3aullM3Ma U XHMMEpU3Ma), U SBISETCS TMOJIy-
AJUTIOTEHHBIM JUIsi Matepu. [lmameHTa Tpu ATOM SIBISETCS KIFOUEBBIM
OpraHoM [jIsi TOJACPKaHUsI HOPMAJIbHOTO MPOTEKAaHUS OEpEeMEHHOCTH
[22]. Orcroga BbITEKAcT BBIBOJ, YTO C€CJIM IUJIOM, a, CICAOBATEILHO, U
IJlaleHTa, UMEIOT TeHETHMYECKHWE HapyIIEHUs, HampuMmep Ieeluu WId
OYTUIMKAIlUKA, BKIIIOYAIOLIME TEHbl, OTBETCTBEHHBIC 3a AHTHOTEHE3, TO
uHBa3ug TpodobmacTa M PEMOJCIMPOBAHUE CIHUPATBHBIX apTepUid
U3HAYAJIbHO MOTYT OBbITh HEMOJHOLIEHHBIMM, YTO TMOBBIIIAET PHUCK
OCJIO)KHEHHOW T'eCTallii, a HE TOJbKO TMOPOKOB pa3BUTHUs y Tuioga. Bce
OoJpllIe aBTOPOB 3asBISIIOT, 4YTO HEIOOIIEHEHA pOJIb IUIALICHTHl MpHU
HaJM4YMM XPOMOCOMHBIX aHoManuii y tiona. JlepexktHoe pasButue
IJIAIEHTHl TPU HAJIUYUKM aHEYIUIOUJIUNA YIPOKAIOT HE TOJIBKO Pa3BUTHIO
10J1a, HO | 370pOBBI0 Matepu [22, 23]. Hanpumep, Tpucomust 13 y mioa
MIOBBIIIACT PUCK MPEIKIAMIICHH ITPH OepeMeHHOCTH [23].

OCHOBBIBasICh Ha JIaHHBIX HAyYHOW JIUTEpaTypbl, MOXXHO CJEJIaTh
3aKJII0OYEHHE, YTO HAIMUKE HEBBIHAIIIMBAHUS OEPEMEHHOCTH B aHAMHE3E, a
B OCOOCHHOCTH IIPUBBIYHOM TIOTEPH OCEPEMEHHOCTH, IIOBBHIIIACT B
JnajdbHEHIIeM pUCK aKyliepckux ocioxHeHud [13, 39]. B ximHMYeckux
peKOMeHAaNuAX  «BBIKUIBIII B paHHUE CPOKHM  OEPEMEHHOCTH:
JMAarHoCTHKa W TakTuka BeaeHus» (2016) roBopuTcs, 4To HEOOXOIMMO
CTPEMUTBLCA BBIABJIATH MPUUYUHBI CAMOIPOU3BOJIBHBIX BBIKUJBIINICH U
HEPa3BUBAIOIIMXCS OepeMeHHOCTEeH g MNPO(PHIAKTUKY MPUBBIYHOTO

HCBBIHAIIIMUBAaHU I 6epeMeHHOCTI/I.
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B Hay4HOM MEOMUMHCKOMN JIMTEpAType MHOTOKPATHO YKa3bIBAJIOCh HA
TOT (akt, 4uto okojio 50% ciy4aeB HEBBIHAIIMBAHUS OEPEMEHHOCTH
aCCOIMUPOBAHO C HAJTMYMEM XPOMOCOMHBIX aHOMAJIUM y SMOpHOHA/TII0Aa
[14, 18, 41]. TIlpm »>TOM TpaAMIMOHHO TE€HOMHBIC MYTalUH
MPEUMYIIIECTBEHHO CBS3bIBAIOT CO CIOPAJUYECKUM HEBBIHAIIIMBAaHUEM
oepemenHocTt. IIpeamonaraercs, dYTo OOJBIIMHCTBO XPOMOCOMHBIX
MEePECTPOEK y MI0Ja «CIy4alHbD», U UX HE CUMTAIOT MPU3HAKOM KaKOTro-
nmbo HeOmaromonyuyus B opranusme matepu [14]. B To ke Bpems,
CYLIECTBYET MHEHHME, YTO €CJIMd MallMeHTKa CTPaJaeT MPUBBIYHBIM
HEBBIHAIIIMBAaHUEM OCPEMEHHOCTH, TO €CTh UMEET B aHAMHE3€ M0 KpaiHel
Mepe JBa TMOApsA ciy4das TMOTEepU OEpPEeMEHHOCTH, XPOMOCOMHBIE
aHOMAJIMU y SMOpHOHA BCTPEUAIOTCS PEXE, U CIEeAyeT HCKATh HHbIC
OPUYMHBL HEYJAYHOTO MCXO0Ja OEpEeMEHHOCTH, BKJIIOUasi BO3MOXKHBIC
neBuanuu reHoma y poauteneid [14, 18, 20]. Ognako nro0ble BHEITHE
Oe3ynpeyHble JIOTUYECKUE TOCTPOCHHUSI JOJIKHBI OBITh IMOJITBEPKICHBI
pe3yJbTaTaMd  HAyYHBIX  MCCJIEIOBAaHUM. BONpekd  CIOKUBIIUMCSA
NpeACTaBICHUSAM, B MOCJIEIHUE TOJbl HAaYaJId MOSBISITECA COOOIICHUS O
TOM, 4YTO MpPU CPABHUTEIHLHOM aHAJIU3€ XPOMOCOMHOIO Habopa y
SMOpHOHAa WM IUJI0Ja TpPU  CHOPAJUYECKOM U MPUBBIYHOM
HEBBIHAIIIMBAHUU OEPEMEHHOCTH, JIOCTOBEPHOW pa3HUIIBI MO 4YacTOTE
BCTPEYAEMOCTH XPOMOCOMHOM NATOJOTHH HE MOJYy4eHo. Psg aBTOpOB
yTBEpKJIaeT, 4YTO HATO camasi 4acTas IIpUYMHA HEBbIHAIIMBAHUS
OEpeMEHHOCTH B TIEPBOM TPHUMECTPE, HE3aBUCHUMO OT aKyIIEPCKOIO
aHamHe3a nauueHTku [27]. CaegoBaTeabHO, MOKHO MPEAINOI0KUTh, UTO U
WHBIE OCJIO)KHEHHUSI OEpEMEHHOCTH, TOJIyYMBIIHME Ha3BaHUE «OOJIbIIHE

AKYHICPCKHUC CHUHIAPOMBbD» 6Y}1YT aCCOIMMUPOBAHBI C HCBbIHAIIIMBAHUCM
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OEpEMEHHOCTH BHE 3aBUCHMOCTH OT TOT'O MEPBBIN BBIKUIBIII MPOU3OIIET Y
KOHKPETHOM MAIMEHTKU UJIU TPETHUM.

K coxaneHuro, HUMEIONIMXCSA JIAaHHBIX Ha CErOAHSIIHUM JICHb
HEJIOCTATOYHO, YTOOBI ClIeJIaTh OKOHYATENIbHBIM BBIBOJ O TOM, KaKoBa
4acTOTa U CTPYKTypa XPOMOCOMHBIX aHOMAJIMK y 3MOpHOHA/IIIOA TpH
CIIOPAJIMYECKOM W  MPUBBIYHOM  HEBBIHAIIMBAHUM  OEPEMEHHOCTH.
Nmeromuecs ucciaeaoBaHUS TE€TEPOTCHHBI MO AW3aHY, I MPOBEIACHUS
F€HETUYECKOr0 MCCJICIOBAaHUA XOPHUOHA HCIOJB3YIOTCA  Pa3JIUYHBIE
METOJbI, YTO HE MO3BOJSET MPOBECTH META-aHAIM3 UX PE3yJbTAaTOB Ha
OCHOBE NPUHIMIOB JI0KA3aTeIbHOM MeauiuHbl. [loaTOMy MBI cuuTaem
HEOOXOJUMBIM MPOJOJKUTh HAYYHBI TMOWCK B 3TOM HAaIpaBIICHUH,
MOCKOJIbKY ~ TIOJYyYE€HHBIE JaHHbIE MOTYT H3MEHUTh TMOJXOAbl K
00cCJIeIOBaHUIO MAIIMEHTOK, Y KOTOPBIX CIIy4YUJIach NoTepss OEPEeMEHHOCTH,
a TakKXXe YCOBEPIICHCTBOBATh B JaJbHEUIIEM MPEKOHIECHIIMOHHYIO
MOATOTOBKY.

Mpe1 MpOaHaIM3uPOBAIIN pe3YyJIbTaThI XpPOMOCOMHOTO
MUKpoMaTtpuuHoro  anaimuza (XMA)  abGopTuBHOTO  Marepuala,
MOJIYyYeHHOTO  METOJIOM  BaKyyM-acOUpallud Y  MalMeHTOK  C
JTUAarHOCTUPOBAHHOM B Cpoke  OepeMeHHocTH  6-12  Henenb
(mo pesyabrataM usmepenus KTP ¢ momomipio Y3U) Hepas3BuBaromieiics
oepemeHHOCTRIO. B mccnenoBanue Obuio BiIOUYeHO 1000 manmeHTOK,
OTOOpaHHBIX METOJIOM CILJIOIIHOW BHIOOPKH.

Bcero XA Opum BeisiBieHbel y 580 (58%). Crpykrypa XA

npejcTaBieHa B Tadmuie 1.
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Ta6mura 1

CtpyKTypa BBISIBICHHBIX XpPOMOCOMHBIX adeppaliuii sMOpruoHa

IIPY HEBBIHAIIIMBAaHUN OEPEMEHHOCTH B TIEPBOM TPUMECTPE

Yucio cirydaes

Bug XA a6c. HOHg gg:;ﬁcex nons cpeau XA
(n=1000), % (n=580), %

1 2 3 4
AHeyNJIOUIUU He MOJOBBIX 351 35,1 60.5
XPOMOCOM
Tpucomus 1 0 0 0
Tpucomus 2 10 1 1,7
Tpucomus 3 4 0,4 0,7
Tpucomus 4 12 1,2 2,1
Tpucomus 5 2 0,2 0,3
Tpucomust 6 9 0,9 1,6
Tpucomust 7 15 15 2,6
Tpucomus 8 10 1 1,7
Tpucomus 9 14 1,4 2,4
Tpucomus 10 2 0,2 0,3
Tpucomus 11 2 0,2 0,3
Tpucomus 12 4 0,4 0,7
Tpucomus 13 19 1,9 3,3
Tpucomus 14 11 1,1 1,9
Tpucomus 15 38 3,8 6,6
Tpucomus 16 87 8,7 15
Tpucomus 17 4 0,4 0,7
Tpucomus 18 11 1,1 1,9
Tpucomust 19 1 0,1 0,2
Tpucomus 20 12 1,2 2,1
Tpucomus 21 36 3,6 6,2
Tpucomus 22 43 43 7,4
Monocomus 21 4 0,4 0,7
Monocomus 18 1 0,1 0,2
AHeYIJIOUINH TOJIOBBIX 24 7.4 12.8
XPOMOCOM
Cunapom TepHepa 66 6.6 11,4
(MoHOCOMMS X-XPOMOCOMBI)
Cunapom Knaitndenstepa

6 0,6 1

(mrucomust X-XpOMOCOMBI)
Tpucomus X-XpoMOCOMBI 2 0,2 0,3
Hucomust Y -XpoMOCOMBI 0 0 0
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[Tponomxenue Tabauubl 1

1 2 3 4
MHo:KeCcTBEHHbIE 38 3.8 6,6
aHeYILUIOUIHHI
Tpunjounaus 62 6,2 10,7
69,XXX 28 2,8 4,8
69,XXY 34 3,4 5,8
69.XYY 0 0 0
Terpamnonaus (96,XXXY) 3 0,3 0,52
CTpyKTypHBIE IepeCcTPOiiKHU 52 5,2 8,9
Hroro 580 58 100

Cpemn Bcex XA MO 4acTOTE BCTPEYAEMOCTH JIMAUPYET Tpucomus 16
XpPOMOCOMBI — OHa Oblia BBIABJICHA B 87 ciaydasx, 9To cocTaBuio 8,7%
CIydyaeB Cpelyd BCEX TNalMEHTOK, B CTPYKType BCeX O0Opas3loB C
XPOMOCOMHBIMH aHOMAJIMSIMU 3TO COOTBETCTBYET Aosie B 15% ciydaes.
Ha BTOopoM mecte - MoHOcOMHUsT X, KOTOpas OblIa BBISIBJIIEHA B 66 ciydasx
- 6,6% ot Bcex oOpasmnoB, coorBeTcTBeHHO 11,4% cpemn Bcex
XpPOMOCOMHBIX abepparuii. Crueayroomield M0 YacToTe BCTPEYAEMOCTH
oOHapykuBajiach Tpucomusi 22 XpoMocoMbl — 42 ciydasi, 4YTO
cootBeTcTBOBaNIO 4,3% cpenu Bcex oOpasioB, COOTBETCTBEHHO 7,4% B
CTPYKType Bcex XA.

Ha pucynke 12 mnokazaHa 10 KaXJAOW TpPYyHIbl XPOMOCOMHBIX

nepecTpoek cpenr Beex 00pasios ¢ XA.
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OAHeynmj10UuAUM AyTOCOM

O AHeyIJIOM UM TIOJIOBBIX
XpOMOCOM

O MHo:KecTBEeHHbIE
AHeyIJIOUANU

OlMoaunaonanusa

O CTpyKTypHBIE NepPeCcTPOHKHU

Puc. 12. CtpykTypa rpynn XpoOMOCOMHBIX IIEPECTPOCK B Aa0OPTUBHOM
MaTepualie cpeau Bcex 0opazoB ¢ XA.

Hawubosiee yacTo BCTpeHaMCh aHEYIJIOMIUU (YUCIIOBBIE aHOMAJIUM)
ayTocoM (HE TOJOBBIX XPOMOCOM) — OHH ObUIM OOHapykeHnl B 351
oopastie (60,5% cpeau Bcex XA), npudem B 346 (59,7%) caydasx ObuH
BBISIBJICHBI Tpucomuu, W juimib B 18TH (0,9%) ciydasx MOHOCOMMH.
BTopoii mo 3HaYMMOCTH TE€HOMHOM MpOoOJIeMOil TIpU HEBBIHAIIMBAHUU
OCpEMEHHOCTH [0 HAlIMM JaHHbIM OBUIM AHEYIUIOUJUM TOJOBBIX
xpomocoMm. [Ipu 3TOM npu BBIKUIBIIIAX B PaHHUE CPOKH OEPEMEHHOCTH B
a0OpTUBHOM MaTepuaje HEPEeAKO JAUArHOCTUPYIOTCS  ayTOCOMHBIC

TPUCOMUU, COBMECTUMBIE C KUBOPOXKICHHEM (Tabmuua 2).

48



Taomura 2

YacToTa TpUCOMUN, COBMECTUMBIX C KUBOPOKICHUEM,

IIpY aHAJIM3C XOPpHUOHA

KOIIIaYbero rj1a3a)

Yacrora Yacrora
Yacrora cpenu
Oomee cpenu Bcex BCTPEYAEMOCTH
Tun Tpucomun com-po | BPUIBICHHBIX | Gpasiion cpen
0 — >
XA, %, n=580 %, Nn=1000 | *KUBOPOKICHHBIX*
Tpucomus 8 10 17 1 1/25000-1/50000
(cungpom Bapkann) ’ (0,002-0,004%)
Tpucomus 13 19 33 19 1/8000-1/15000
(cunapom IlaTay) (0,012-0,002%)
E}iico”f;f e " Lo 1 1/6000-1/8000
AP ’ ! (0,012-0,016%)
DnBapjca)
Tpucomus 21 1/400-1/3000
(cunzgpom Jlayna) 36 6.2 36 (0,03-0,25%)
Tpucomus 22
— 43 74 43 1/50000-1/150000

(0,001-0,002%)

*o maHHBIM caiiTa orpha.net

AHEYIJIOUJUU TOJIOBBIX XPOMOCOM OBLIM OOHApYKEHBI

B 74

oopasnax (12,8% ot Bcex XA). B sty rpynmy Bouwmio 66 ciaydaes

moHocomnun X (11,4%), 6 (1%) ciaydaeB OUCOMHH X-XpPOMOCOMBI B

MyxckoM kapuotune, 2 (0,4%) tpucomun X-XpOMOCOMBI B KEHCKOM

KapHUOTHIIE.

KonnyecTBO aHeymioWauil pas3iMYHbIX XPOMOCOM B aO0OpPTHBHOM

Martepuaie rpaduiecku n3o0paxeHo Ha pucyHke 13.
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Puc. 13. KoandecTBo aHEeYILIOUAMIA pa3IMdHbIX XpOMOCOM B abopTuBHOM Matepuaie (%0).
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Jlosis monMmionaui, KOTOpble ObUIM BBIABICHBI B 65 ciydasx,
coctapmina 11,2%. HUx wux B 62 (10,7%) ciyyasgx AMarHOCTUPOBaHA
Tpurionaus, B 3 caydasx — Tterpamouaus (0,5%). Heobxomumo
OTMETHUTb, YTO TETPAIIOUAMSI MOXKET OBbITh BbIsIBIIEHA C MoMoulblo XMA
TOJIBKO TMpU XpoMocoMHOM Habope 96, XXXY (pucynok 14), eciau
xpoMocoMmHbIN Habop OyaeT 96, X XXX mwmm 96,XXY'Y, ¢ momornisio XMA
OyZeT ToJIydeH HOPMAJIbHBIA MOJICKYJISIPHBIA KapuoTuil (KJIETKa C
TETPAIUIONAHBIM HabOpoM OyAeT ompeneneHa Kak [JBE KIETKU C

JUTLIIONTHBIM HA0OpOM).

5 Weighted Log2 Ratio: 15 .. 15 SmoothSignal: 0 ... 4
1

1

05-

~ PN AVt i U ot A s 5ot i oS-yl 4 M, -2
L / ‘ ‘ { 1 f 3 I | ( B V“W% 15

)

05-

Allele Difference: -1.8 ... 1.8

Puc. 14. I'paduueckoe n3o0pakeHue TeTParaIonuIuu,
XMA (kapuotun 69, XXXY, MOJNEKyISIPHbIA KapUOTHIL:
arr(1-22)x4,(X)x3,(Y)x1)

B 52 oOpasmax  (9%) ObulM  BBIABJICHBI  pa3jIMYHbIC
HecOaJlaHCUPOBAHHbIE CTPYKTYpHBbIE Tnepectporiku, B 10 (19,2%) u3z Hux
BCTPEYAINCh COYETAaHHBIE CTPYKTYPHBIE MEPECTPOUKUA JABYX WU TpEX
XpPOMOCOM, 4TO MOXET CBUJIETEILCTBOBATH 0 HaJIMYUH

H€C6aHaHCI/Ip0BaHHOI71 TPaHCJIOKAIlUH, BO3HMKIIICH B peE3YyJIbTAaTC HAJINYUA
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y OJHOTO W3 POJWTENICH COAJTaHCUPOBAHHOW TPaHCIOKAIMU WM
unBepcun. Cpeau CTpyKTypHbiIX mnepectpoek B 30 caydasx (57,7%)
BBISIBISIIUCH CYyOMHKPOCKOITUYECKHUE CTPYKTYPHBIE MTEPECTPONKU, KOTOPHIC
HEBO3MOXXHO ObUIO OBl  BBIIBUTH C  TIOMOIINBIO  CTaHJAPTHOTO
IIUTOTCHETUYECKOTO MCCIICIOBAHUS — IIPU KapHOTHUIIMPOBAHWHM OBLI OBl
NOJIydeH HOpMajbHbI pe3ynbTaT. Cpenu Bcex o0OpasloB dYacToTa
CyOMHUKPOCKONTMYECKUX CTPYKTYpPHBIX aHomanuii coctaBuia 4,4%. B 38
(6,6%) cinyuyasx AMArHOCTUPOBAINCH MHOKECTBCHHBIC aHCYILIOUIUN.
M3BeCcTHO, YTO PUCK BO3HUKHOBEHHSI XPOMOCOMHBIX alOeppanui y
1072 HAXOJUTCS B MPSMOM 3aBUCHMOCTH OT Bo3pacTa OepemeHHOM |34,
35, 42], B CBS3M C OTUM MBI DPEIIWJIA MPOAHAIM3UPOBATH OO
XPOMOCOMHBIX aHOMaJIMK B 3aBUCHUMOCTH OT BO3PACTHOM KaTErOpUH
marepu. PesynbTaThl mpeacTaBieHbl B TaOmmie 3. M3 modmydeHHBIX
JAHHBIX CJEAyeT, 4YTO dYeM OOJbIle BO3PACT MAIMEHTKH, y KOTOPOM
POU30IIIA MOTEPsE OEPEMEHHOCTH, TEM OOJIbIIIE BEPOSITHOCTh HATUYUS Y
AMOpPHOHA XPOMOCOMHBIX aHOMAJIUM.
TabOmuma 3
Hosst XA y sMOproOHa Npu HEpa3BUBAIOLIEHCS OEPEMEHHOCTH Y

HAIMCHTOK Pa3IMYHBIX BO3PACTHBIX KaTEerOpHid (rpymma 4xya)

KonnuectBo marmentok | KonmmyecTBOBO marmeHTOK ¢ XA
Bospacr, et (n=1000) (n=680)
abc. % abc. %
18-25 56 5,6 27 48,2
25-30 209 20,9 103 49,3
30-35 295 29,5 168 56,9
35-40 296 29,6 176 59,5
>40 144 14,4 102 70,8
Wroro 1000 100 680 100
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N3BecTHO, YTO YeM cCTapile MalueHTKa, TeM OOJbIIe PUCK MOTEPHU
oepemenHocTu [42]. yist Toro, 4To0bl NPOUIUTIOCTPUPOBATH B3aUMOCBS3b
MEXJy  BO3pacTOM  MAIllMeHTKU U JOJIeM  Hepa3BUBAIOIIUXCS
OepeMEeHHOCTEl ¢ JAMAarHOCTUPOBAaHHBIMM XA 'y 3MOpPHOHA, MBI
paccuntanu kodpduiment koppesnsuuu IlupcoHa — oH okazajicsi paBeH
0,705, koppensiiuoHHast CBsI3b cTatucTHdecku 3HauuMa (p<0,01). To ects,
yeM OoJibIlle BO3pACT MAIMEHTKH, TEM BEPOsITHEE, 4YTO MOTeps
OepeMEHHOCTH MPOU30IIJIa UMEHHO BCJICACTBUE HAJIUYHUS XPOMOCOMHBIX
nepecTpoek y aMopuona/miona. I'paduueckoe nzo0pakxeHue B3auMOCBSI3H

MEXK]ly JaHHBIMH MapaMeTpaMy MPEeACTABICHO Ha pUCYHKE 15.
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Puc. 15. [lons smOpuoHOB ¢ XA npu Hepa3BUBaroLIEHcss 06pEMEHHOCTH
B 3aBUCUMOCTH OT Bo3pacTa narueHTok (r=0,705)

JIns MpOBEpKM THUIOTE3bl O PA3IUYUAX B FEHETUUYECKUX NPUUYMHAX
CIIOPAIMYECKOTO M NOPUBBIYHOTO  BBIKMJBIIA HAMH  IMPOBEJCH
CPABHUTEJIBHBIA AaHAIM3 XPOMOCOMHOM IIaTOJIOTUM  BBISIBJIEHHOW B

abopTuBHOM Matepuane. [laleHTkn, y KOTOPBIX MOTeps OCPEeMEHHOCTU
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POU30IIIa BIEPBbIE, ObLIM BKJIIOUEHBI B rpynmy 1 (N=681), a Te, KTO yxe
MMeEJl B aHAMHE3€ CAMOIIPOM3BOJIbHBIE BBIKU/IBIIIN WM HEPA3BUBAIOILNECS
oepemenHocty B rpynny 2 (n=319). B cBowo ouepens rpynmna 2 Obuia
paszierneHa Ha ABE NOATPYIIIbI — B MOArpynmy 2A Bouuin 285 MauyeHToK,
y KOTOPBIX B aHaMHe3€ OblLIa OAHa MoTepsi OEPEMEHHOCTH, a B MOATPYIITY
2b - 34 manueHTKH, Y KOTOPBIX paHee y)Ke IMPOM30ILI0 JBe U Oosee
OTEPb.

B rpynme 1 paznmuaasie XA ObutH BeISBICHBI B 378 obpasnax (55,5%),
B rpymne 2 — B 203 oOpasmax (63,5%). Takum oOpa3om, yacToTa
BCTPEYAEMOCTU XPOMOCOMHBIX AHOMAJIMM y MALHUEHTOK, YK€ MMEIOIIUX
HEBbIHAILIMBAaHUE OEPEMEHHOCTH B aHAMHE3€, OKa3aJlach JIa’Ke BBIIIE, YEM
OpU  CIOPAJUYECKOM HEBBIHAIMBAHUU — Pa3Myusl CTaTUCTUYECKH
JOCTOBEPHBI (x2=5,84, p=0,015). Camas BricOokast yacTota XA oKa3anach B
noarpynmne 2A — 64,1%, 4ro CymecTBEHHO BhbIlIE, 4eM B rpynne |
(x2=6,17, p=0,013), B moarpynne 2b yactora XA oka3ajach HECKOJIBKO
Hrxke — 58,8%, pasznuuus ¢ rpynnout 1 u noarpynnoit 2A CTaTUCTHYECKH
He cymecTtBeHHbI (p>0,05).

CtpykTypa XpOMOCOMHBIX aHOMAJMid B HCCIEIYyEMBIX MNOATpYIMNax
npenacrabieHa B Tabmuue 4. Ilo cTpykType XpOMOCOMHBIX aHOMAaJMid
CYILLIECTBEHHBIX Pa3JIMuMid HE BbIABICHO. Yaile Bcero oOHapyKUBAJIUCH
TPUCOMUM AyTOCOM UM YHUCJIOBBIE AHOMAJIMU IIOJOBBIX XPOMOCOM.
OOpaiaer Ha ceOs BHUMaHWE HamOoJiee BBICOKAsl YaCTOTa CTPYKTYPHBIX
aHOMAJIM B TMOATPYINE MNAllMEHTOK, YK€ paHee MMEBIIMX 2 U Oojee
cily4asi HeBbIHAIIMBAaHUsI OepeMeHHOCTH (nmoarpynna 2b), XoTs paznuuus
CTaTUCTUYECKU HE 3HAYMMBI (x2=1,19, p=0,27). Kak yxke roBopuioch

BBIIIIC, HO,Z[O6HI)IC AdHOMAJIMKU MOT'YyT OBITH pPE3YyJIbTATOM HAJIMYHUA B
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KapuOTHUIIE OJHOTO M3 POAMTENEeH cOalaHCUPOBAHHBIX XPOMOCOMHBIX
nepecTpoek  (TpaHCAOKAaM W WHBEPCHil), TO €CTh  HOCHUTH

HACJIEJICTBEHHBIN XapaKTep.

Tabmuma 4

Pa3HHqHBIe BHUJIbI XpOMOCOMHBIX HepeCTpoeK B I/ICCJ'ICI[yeMBIX prnHaX
I'pynma 1, | Tloarpynmna [Toarpynmna
chizyiﬁm n=681 | 2A, n=285 | % | p. | 2B, n=34| 2 | ps
A abc. | % abc. | % abec. | %

Tprcoimt 224 | 32,8 | 101 | 358 |0,72| 0,39 | 11 | 324 |0,01 0,95
ayTOCOM
Morocomin 5 07| 0 | - 047/049| 0 | 0 |0,25|0,62
ayToCOM
Aneymuionaumn
[IOJIOBBIX 51 | 74 | 22 78 10,02,088 | 1 29 10,990,32
XpOMOCOM
Muowectsertible | 5, | 35 | 45 | 53 |23 043| 1 | 29 |0,01|0,93
aHeyr[JIOI/II[I/II/I
Tpurmonaus 42 | 6,2 27 96 1339, 0,06 | 3 8,8 10,39 0,53
TeTrparmonaus 2 0,3 0 0O (08303 | 1 29 (3,44 0,06
CTpyKTypHbie 31 | 46 | 18 | 6,3 |129]025| 3 | 88 |1,19 0,27
dHOMAJInnu
Hopma 304 |445 102 |359 617,001 |14 |41,2 0,15 0,69

2 "
[IpuMeuanue: N — 4yuciao 00CiIeIOBaHHBIX B rpynie; ¥~ — kpurepuit [Iupcona;
Pa-YPOBEHBb 3HAUMMOCTH Pa3Iuuuidl MKy rpynmoi 1 u noarpynmnoi 2A, pg-Mexay
rpynnoi 1 u noarpynnoi 2b, craTuctuuecku 3HaduuMsble paznuuus npu p<0,05

ITockombky XMA  He 4BIAETCA HA  CETOAHSIIHUN  JICHBb
0o0IIenpU3HAHHBIM METOJIOM HCCIICIOBAaHUS IIPH aHaln3e aO0OpPTHBHOIO
Marepuaa MaliueHTOK ¢ Hepa3BUBAIOIICHCs OEPEMEHHOCTHIO, ISl OLICHKU
ero 3(PGEeKTUBHOCTH W KIMHUYECKOM 3HAYMMOCTH HaMH HPECAIPHUHST
CpaBHUTEJIbHBIM  aHamu3 Mexay XMA W OUTOr€HETHYECKUM
KapUOTUIIMPOBAHUEM. [ 3TOr0 MBI BBEIM JONOJHUTEIBHYIO TPYIINY,

KOTOPYIO COCTaBWJIM 253 MalMEHTKH. JTO TakKe OBLIM MAlMEHTKH C
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HEpa3BUBAIONICICA OEPEMEHHOCTbIO, JMArHOCTUPOBAHHOW B  CpPOKE
oepemeHHOCTH 6-12 Henmenb, OAHAKO UM OBLIO MPOBEACHO CTaHIAAPTHOE
[IUTOT€HETUYECKOE HCCIeI0BaHUE MNPOayKTOB 3adatus. Y 43 (19,9%)
KEHIIMH HCCJIEA0BAHUE MPOBECTH HE YJAIOCh M3-3a HU3KOIO KayecTBa
OMOJIOTMUECKOTO MaTepHaia U Hey/lad KyJIbTUBUPOBAHUS, TAKUM 00pa3oM
MPOAHAIU3UPOBATH KOJUYECTBO U CTPYKTYpYy XA B 3TOU rpymne yaanoch
y 210 sxeHmuH. Pe3ynapTaTbl mpeactaBieHbl B Tabmune S. Ilpu
NPOBEACHUU  IIMTOTEHETUYECKOTO  HCCIEIOBAaHWUS  HOPMAJIBHBIA U
NAaTOJIOTUYECKUIMA XPOMOCOMHBIM Habop ObLIH OTpEICTICHBI
coOTBETCTBEHHO B 85 m 125 cayuasx (40,5% u 59,5%). JloctoBepHBIX
paznmuuuid Mexay wuccienyeMbiMu rpynnamMu (XMA u kapuoTum) 1o
KOJIMYECTBY 00pa3lOB C HOPMAJIbHBIM U MATOJIOTMYECKUM XPOMOCOMHBIM
HA0OpOM HE  BBISIBIICHO (X220,71, p=0,4). OpnHako CTpyKTypa
XPOMOCOMHBIX aHOMaJMil B MCCIEAYEMBIX TPYIIaxX JIEMOHCTpUpOBaia
CYILIECTBEHHBIE PA3INYUS IO HEKOTOPHIM COCTABIISIOIIUM.

KonnyecTBO aHEymyiouauid ayTocoM M TOHOCOM CYIIECTBEHHO HE
pas3iuyanoch B ucclenyembix rpynnax. CTpyKTypHbIE aHOMAJIMU Yalle
BCTPEUAIUCH NMPHU HCHOJIb30BaHMU XMA — 52 cayuas (5,2% oT Bcex
PE3yJAbTaTUBHBIX MCCIEIOBAHNM, 8,9% Cpeay BBISBICHHBIX XPOMOCOMHBIX
aHOMAJIMA B ITOM TPYIIIE) (X2=7,34, p<0,01). D10 00BsICHSIETCA OO0JCE
BBICOKOM pa3pemarone CcrnocoOHOCThIO JaHHOTO HCCIEAOBAHMUS —
OOJBIIMHCTBO BBISIBJIEHHBIX IEPECTPOEK H3-32 CYOMHUKPOCKOMUYECKOTO
pa3Mepa HEBO3MOXKHO ObUIO Obl OOHApPYXUTh TMPU TPATUIMOHHOM
UTOTEHETUYECKOM HCcleioBaHMU. B rpynme, rae NpoBOAMIOCH
[IUTOTEHETUYECKOE HCCJIEJ0BAHUE, BBISIBICHO BCErO JIB€ CTPYKTYpHbIE

nepectpoiiku (0,8%) (X2=7,34, p<0,01). IIpuyem oxna uz wux (0,4%) —
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cOaaHCUpOBaHHAs POOEPTCOHOBCKAS TPAHCIIOKAIIMS, KOTOpas He Oblia Obl

oOHapy»xeHa npu nposeaeHn XMA.

Tabmauua 5

Pe3ynbTarhl aHamM3a XpOMOCOMHOTO Habopa B aDOPTUBHOM MaTtepualse

IIPY UCTIOJIb30BaHUU XMA M CTaHIapTHOTO KAPUOTUITUPOBAHHUS

Pesynprar XMA, Kapuorumn, ,
HCCIIEIOBAHUS n=1000 n=210 X P
aoc. % aoc. %
Tpucomuu ayrocom 346 34,6 60 28,5 1,1 0,29
MonocomMuu ayTocom 5 0,05 0 - 1,05 0,3
AHEYIIJIONIUHU TIOJIOBBIX 24 74 16 76 0.01 0.91
XpOMOCOM
Muonecterible 38 3,8 15 71 | 463 | 003
aHCYIUTOUINH
Tpurmonaus 62 6,2 21 10,0 3,92 0,04
Terpamnonaus 5 0,52 11 5,2 29,86 <0,01
CTpyKTypibte 52 5,2 2 09 | 7,34 | <0,01
aHOMaJINH
Hopma 420 42 85 40,5 0,71 0,4

O6pamaet Ha ceOs1 BHUMaHKE 00Jiee BBICOKAS YaCTOTa TOJHMILION NI

npu IPOBEACHUU IUTOT€HETUYECKOTO UCCIIEOBaHUS. [Tpu
ucroiab30Bann XMA Tpumionaus oOHapyxeHa B 62 (6,2%) ciaydaes, a
terpamionaus — B 3 (0,3%). Ilpu 3ToM BO BTOpOM TpyIIe TPUILIIOUIUS
BbisiBIIcHa B 10,0%, a Tterparuionmus — B 5,2% caydaeB. BbISIBICHHBIE
2_ _
pa3iinyuvsg CTAaTUCTUYECKW 3HAUYMMBI (1 Tpumuiouauu ' =3,92, p=0,04,
2
1St TeTparonauu - x =29,86, p<0,01). Jlyist 3TOro ecth ABa 0OBSICHEHUS.
Bo-nepBhiX, 4yBCTBUTEIBHOCTH XMA

HIKE TIPU  ONpPEIEIICHUU

MOJMIUIOWJANN, YEM CTAHJAPTHOE I[MTOTEHETUYECKOE MCCIIEIOBaHHUE,
O0COOCHHO B ciyyae TeTpamionand. Bo Bcex cilydasix TeTpariouauH,

BBISIBIICHHOW C moMouiplo XMA, Obll  omnpeneneH MOJEKYJISPHBIM
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kapuotun 96, XXXY (puc. 12). BeposiTHO, mpu HAIMYUU KapuOTHUIA
96, XXXX nmu 96, XXYY, XMA «nopuHUMaeT» OJIHY TETPAMIOUIHYIO
KJIETKY 3a JBa AUIUIOMAHBIX. OAHAKO €cTb U JApyroe OOBbACHEHHE.
B Hay4yHOM JuTepaType HaM BCTPETWIMCHh CBEIEHUS O BO3MOXKHOM
MOJIMIVIOUIU3AIMU KJIETOK, BOBHUKAIOMIEH B MPOLIECCE KyJIbTUBUPOBAHUS
KJIIETOK TpU KapuoTuUnupoBaHuu. Hampumep, B JHTEpaType ONKHCAHO
CpaBHCHHUE TPAJIUIIMOHHOTO KapuoTunupoBaHus u FISH-auarmoctukm [5].
[Ipu FISH-guarnHoctuke ypoBeHb TETPAILUIOUIUU TaKXKE OKa3aICs
CYLLIECTBEHHO HHUXE, Y€M MpPH LUTOTCHETHYECKOM HCCIEAOBaHUU, TJIE
MPOBOJUTCS KYJIbTUBUPOBAHUE KIIETOK.

CymectByer rumore3a o0 nojumjgouau3auun  (GudpodiacToB
IJIAllEHTAPHBIX TKaHEH B XoJA€ HUX npojudepanuu in vitro, B psae
UCCIICIOBAHUM  TIOKA3aHO, YTO B  HEKYJIbTUBUPYEMBIX  KJETKaX
TpodobracTa ’MOpHUOHA YACTOTa TETPAIIOMIMU HAMHOTO HUXKE, YEM B
KyJIbTUBHpPYEeMbIX [5, 36, 45]. DTu maHHBIE TpPeOYIOT MPOBEICHUS
OT/ICJIbHBIX I[€JI€HAIIPaBICHHBIX UCCIIEI0BAHMIA.

Takke 0Opu NOpPOBEACHWH KAapUOTUIIMPOBAHUA 4Yalle, YeM IIpHU
npoBeJicHuu XMA, BBISBISUIUCh MHOKECTBEHHbBIC AHCYIUIOWJIUM — OHU
cocTaBUIM coOTBETCTBEHHO B 15(7,1%) u B 38(3,8%) cinydaeB (X2:4,63,
p=0,03). Bo03MOXHO, 3TO TakXe€ MOXKHO OOBSCHUTH MOSIBJICHUEM
TCHOMHBIX MyTaluii de NOVO Tpu MPOBEICHUH KYJIbTHBUPOBAHHS KIICTOK.

Takum oOpazoM, XMA uMeeT omnpenesieHHbIE OpraHW3alMOHHBIE U
TEXHOJIOTUYECKUE NPEUMYILIECTBA [0 CPABHEHUIO C LUTOIC€HETUYECKUM
UCCJICOBAaHUEM, KOTOPBIE COCTOSIT B BO3MOXKHOCTH OTCPOYEHHOTO
BBITIOJITHEHUSI TE€CTa, TPAHCIOPTUPOBKU OHOJIOTMYECKOTO MaTepuala,

BO3MOXHOCTH BBIABJIICHUS MHUKPOCTPYKTYPHBIX XPOMOCOMHBIX aHOMaJIMH.
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Kpome TOro, orcyrcTBre HEOOXOIUMOCTH KYJILTUBHPOBAHUS KIIETOK W,
CJIEIOBATENIbHO, HUCKJIoUeHUe (akTopa HEyJad MpU JAaHHOM IIpoliecce,
BO3MOHOCTb UCTOJIb30BAHUS JIJIsI aHAJIN3a MEPTBBIX TKAaHEH, UCKITIOUCHHE
BEPOSITHOCTH TMOJUIUIOUIU3aMK  PUOPOOIACTOB IUIAIIEHTAPHON TKaHU
CHIIKAET BEPOSATHOCTh JIOKHOMOJIOKUTENIBHBIX pe3ynbTaroB. C  3THX
no3utmii XMA MoxeT ObITh PEKOMEHJOBaH JJisi MCIOJIb30BaHUS B
KJIMHUYECKOU MPAKTUKE.

OnHako CTaHAAPTHOE I[UTOTE€HETUYECKOE MCCIEOBAHUE TaKKe
o0JlalaeT pAIOM MPEUMYIIECTB, TAKMX KaK BO3MOXXHOCTb BBISBJICHUS
cOaaHCHPOBAHHBIX IIepecTpoek, Oosiee A(DPEKTUBHOEC BBIIBJICHHC
NOJIMIUIOUIMU, OCOOEHHO TeTpamionaud. Ilo3ToMy [OaHHBIA METO[
JUArHOCTUKHA MOKET OBITh MCIOJIb30BaH, OCOOEHHO, €CIH B YUPEKICHUU
uMeeTcsl COOCTBEHHAsl IUTOTCHETHYeCKas J1abopaTopus, U OTCYTCTBYET

HEO0O0XOUMOCTh TPAHCIIOPTUPOBKU MaTepurara.
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AJITOPUTM OBCJIEAJOBAHUSA IMAIIMEHTKU ITPHU
HEPA3BUBAIOIIENMCSI BEPEMEHHOCTH B 1 TPUMECTPE

Ha ocHOBaHWM TONY4YEHHBIX pE3yJbTaTOB W JaHHBIX HAayYHOU
AUTEpATyphl Mbl MpeajaracM ajiropuTM OOCIIeIOBAHUS MAIMEHTKU IPU
HEepa3BUBAIOIICHCS OEPEMEHHOCTH B riepBoM TpuMecTpe (puc. 16).

[Tpu mpowu3oieaiie Hepa3BUBAIOIIEHCS OEpEMEHHOCTH y TTAITUEHTKH
B IIEPBOM TPUMECTpPE, CIEAyeT HanpaBUTh aOOPTUBHBIA MaTepuan
(XOpHOH) Ha T€HETHYECKOEe UCCIIeI0BaHKE.

Jlnss  OIEHKM  XpOMOCOMHOTO  Habopa  sSMmOpmoHa  (TUroma)
MPEANOYTUTEIBHO HCHOIb30BaTh XMA, Tak KakK JaHHBIA METOJ
WCCIICIOBAHUSI Yallle BBISABISICT CTPYKTYpHBIE MEPECTPOUKH, KOTOPHIC
MOTYT HOCUTb HACJICICTBEHHBIN XapakTep [45, 46] (3T0O 0COOEHHO Ba)KHO
UMEThb BBUJIy TIPU NPHUBBIYHOM HEBBIHAIIMBAHUM OCPEMEHHOCTH), KpOME
TOTO €CTh BO3MOXHOCTh TPAHCIIOPTUPOBKH MaTepHaia.

Ecnu B yupexaeHMuM HMeEEeTCd COOCTBEHHAsi IMTOTCHETHUYECKas
nabopartopusi, U TPAHCIIOPTUPOBKA HE TPEOyeTCs, BO3MOXKHO, TPOBEIACHUE
CTAHJIAPTHOTO KapUOTUIIUPOBaHUsA HMOpuoOHa (Moja), OCOOCHHO B
cillydae, €CJIM HEBbIHAIIMBaHHE OEPEMEHHOCTH HOCUT CIIOPATUYECKUMA
XapakTep, M BEJIMKAa BEPOSATHOCTh YHUCIOBBIX XA M moiumuionauud. B
PYTHHHOM TMpaKTUKE akKyllepa-TMHEKOJIora BO3MOXHO HCIIOJIb30BaHUE
000MX METOJIOB, BBIOOp 3aBHUCHUT, B TOM YHCJE, OT OCHAIICHHOCTH

YUPEKICHUS U PsIfia OPTAHU3ALUOHHBIX MOMEHTOB.
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Anroput™ 06cne0BaHNs TALMEHTKH TP Hepa3BHBAOMIEHCS OepeMEHHOCTH

Hanpagnenne abopTHBHOTO MaTepuana Ha FeHETHYECKOE HCCIE0BAHIE

| 1 l

CrpyktypHbIe YucrnoBble aHOMATHH HopmanbHsiit
XPOMOCOMHBIE TIEPECTPOIKH XpOMOCOM™ MOJIEKYJIAPHBIH KapHOTHIT
v v Y
O0cneoBanue,
TeHeTnueckoe Anavres (motepu PEKOMEH/I0BAHHOE TIPH
obcueoBanke CynpyroB OepemernocTH paHee) TPUBEIYHOM HEBHIHAIMBAHHH
(kapuotun wm FISH- , , Gepemenroctu (Y3U TV 3D,
JATHOCTHK) A®C, THpeOHTHBIi1 CTaTYC)

HOMIIOIBLO
HOIIIOJIBLO 9H

CranpaptHas
TperpaBuapHas
TIO/ITOTOBKA

Pemenmue Bompoca o
nposezerny BPT ¢ III'T

*[Ipu BBIABMEHUN TPUCOMHUIT AKPOLIEHTPHUECKUX XpOMOCOM MeTozioM XMA Heo0X0aMMO NPOBECTH aHAH3 KAPHOTHIIA POATENEH 1
MCKITIOUEHHS HAMHYHMs poOEPTCOHOBCKOH TpaHCIOKALMH

Puc. 16. Anroput™m o0ciaea0BaHNS TAITUCHTKH
IIPY HEPA3BHUBAIOIICHCS OEPEMEHHOCTH

[Ipu BbIsSIBJIEHUHM B a0OPTUBHOM Martepualie HecOalTaHCUPOBAHHOM
TpPaHCJOKAIlMM, BEJIMKAa BEPOSTHOCTh HaMW4yusg COAJIAHCUPOBAHHOU
TpaHCJIOKAllMU Yy OAHOro u3 poautenei. [loatomy HeobOxomumo OO
MPOBECTH ILMTOTCHETHYECKOE OOCIeI0BaHUE CYNpPYroB (eciau pas3mep
NEePECTPOUKH, YKa3aHHBIM B 3aKJIIOUEHUH, MO3BOJISET BBIIBUTH €€ MyTEM
CTaHJApPTHOTO aHaM3a Kapuotuma), juobo FISH-auarnoctuky (eciau
pasmep BbisiBIIeHHOW CNV CcyOMUKpPOCKONMYECKUN) ISl BBIABJICHUS
HOCUTEIBCTBA TPAHCIOKAMM MEXAYy XPOMOCOMaMH, BOBJICUCHHBIMU B
nepecTpoiiky. Ilpu BBISBIEHWHM y OJHOTO M3 CYNPYIrOB HOCHTEILCTBA
cOaJlaHCUPOBAHHON TpAHCJIOKAIMU, JJId pealu3aluu PEenpoyKTUBHOM

(GyHKIMHE MeTOI0M BhiOOpa sBsieTcs nporeaenue KO ¢ IT'/] [1, 15].
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[Ipu oOHapykeHHH B aOOPTHBHOM MaTepHalie YHCIOBBIX aHOMAJIHM
XpOMOCOM W OTCYTCTBHUU IOTEPh OEPEMEHHOCTHM B aHaMHe3e, Jajee
IIPOBOJIUTCS CTaHIAAPTHAS MperpaBUiapHas MOJATOTOBKA, JTOMOIHUTEIHHOE
reHEeTUYEeCKoe o0cienoBaHue cynpyram He TpeOyercs. Mckimtouenue
COCTABJISIET CHUTyalus, Korga MerogoM XMA BBIABICHBI TPHUCOMHUU
aKpOIIECHTPUYECKUX  XPOMOCOM,  KOTOpble  MOTYT  BCTyNaTh B
pOOEPTCOHOBCKYIO TpaHciokalui (XMA He ompenenseTr KOHKPETHYIO
JOKAJIU3alMI0 TEHETHYECKOro JucOanaHca W HE MOXKET Pa3IHu4UTh
PEryJsIpHYIO TPUCOMMIO M TPAHCIOKAIIMOHHBIA BapuaHT). B 3TOM ciiydae
TpeOyeTcss  aHaU3  KapuoTHIa  CYNPYroB Uil  HMCKIIOYCHHS
POOEPTCOHOBCKOM TPaHCIOKALIMH.

B crmydae ecnm BbISIBJIEHA YHCIIOBAas XPOMOCOMHAs aHOMAIIUS, U Y
CYNPYIrOB YX€ HUMEIOTCS NOTepu OEPEMEHHOCTU B aHaMHE3€, CJEIAYyeT
obcyauth ¢ HuMu Bompoc o mnpoBeneHun OKO c¢ III'T u mepenoce
3YILIOUIHOT0 SMOpHoHa [15].

Ecam mpou3onuio HEBBIHAIIMBAHWE OCPEMEHHOCTH, W TIPU ITOM
OTpe/IeSIeH HOPMaJbHBI MOJICKYJISIPHBIM KapuoTul SMOpuoHa (1ioja),
HEO00XO0AUMO MPOBECTH yTIIyOJICHHOE KJIMHUKO-JTa0OpaTOPHOE
oOclieoBaHWE, HaIMpaBJIEHHOE Ha TOWUCK T'HHEKOJOTMYECKUX U
AKCTPAareHUTAJLHBIX TPUYUH HEBBIHAIIMBAHUS OCPEMEHHOCTH, BKIIIOYAs
aHanmu3 Ha aHTHochomumuaHbi cuHApoM (ADC), OIIEHKY THPEOUTHOTO
craryca, Y3U opranoB masioro taza [42]. IIpennarats nanuentke KO ¢
II'T B pmaHHOM ciydae HerenecooOpa3Ho, AakKe B CiIydae HaJIMYHS
HEOJTHOKPATHBIX ITOTEph OEpeMeHHOCTH paHee [15].

Bo Bcex ciy4yasx TpUBBIYHOTO HEBBIHAIIUBAHUSA OEPEMEHHOCTU

CICAYCT PCKOMCHAOBATD ITAIIMCHTKE KOHCYJIbTALIUIO 'TCHCTHUKA.
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Cyl1iecTBeHHBI MOMEHT, O KOTOPOM HEOOXOJUMO MOMHUTH, COCTOUT
B TOM, YTO HOpPMaJbHBbI KapuoTHN aO0OPTUBHOTO Marepuaia He
rapaHTUpPyeT OTCYTCTBHUSI Yy OJIHOTO M3 CYNPYTroB cOaJaHCUPOBAHHOM
TpaHciokauuu.  [loaromy  mpu  OpPUBBIYHOM  HEBbIHAIMBAHUU
OepeMEHHOCTH HEOOXOAMMO BCErjJa MPOBOJAUTH KAPUOTUIIUPOBAHUE

POJIUTETIE.

[IpuBeneM KIMHUYECKUAMN TTIPUMED.

llayuenmxa T., 28 nem, obpamunace Ha KOHCYIbMAYUIO 8 CEA3U C
HeBbIHAUUBAHUEM OepeMeHHOCU 6 aHAMHe3e — Hepa38UBarUascs
bepemennocmsb 6 7 Hedenv. Hecmomps na mo, umo sma bGepemeHHOCmb
OvlIa Y nAyueHmKy nepeol U eOUHCHEEHHOL, MO eClb HeBbIHAUUBAHUE
bepemeHHoCmU CUUMAIOCh CHOPAOUYECKUM, OHA peluld Npoumu noJiHoe
obcnedoganue 051 Mo2o, 4modvl 8 OanbHeuweM MmakKas cumyayus He
noemopunace. llayuenmke Obl10  NpPoBedeHO  KAPUOMUNUPOBAHUE
abopmueHo20 mamepuand, Kapuomun 3mMOpuoHa Ovbll onpedeneH Kak
HopMabHblU dceHckull — 46, XX. O0naxko nayuenmka HAcCmMausania Ha Kax
MOXMCHO ©Ooniee NnoopobHOM 00CNe008aHULU, NOIMOMY HOMUMO OYEHKU
2OPMOHANILHO20 CIMAamyca, UCCAe008AHUS AHAMOMUU BHYMPEHHUX NOJIOBbIX
opeanos, obcnedosanus na HIIIIII, onu emecme c cynpy2om npouiiu
yumoeeHemuyeckoe uccireoosanue. Ilpu smom xapuomun T. Obin
HOPMAJIbHbIM, 4 80M YV ee Ccynpyaa Obvlla 6bli6lleHad COANAHCUPOBAHHAS
pobepmconosckas mpauciokayus medxcoy 13 u 14 xpomocomamu (e2o
kapuomun oo 45,XY,rob(13:14).  Pacuemnas  eeposmnocme
HOPMANbHO20 KAPUOMUNA dIMOPUOHA NPpU SMOM cocmasisem aus 1/6, u

mo, 4mo 6 OAHHOM Cllyyae Kapuomun abopmyca Oblli HOPMANbHLIM, U MeM
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He MeHee NpPOU3OULIO HeBblHaAWUGaHue OepemMeHHOCmY, YOUussen.
llayuenmrka makowce coana aHanu3 Ha ceHeMUYecKyro mpomboguiurwo u
aHMU@OCcHONUNUOHBIL CUHOPOM, OOHAKO NOMUMO AHOMAIUU KAPUOMUNA
MYHCA HUKAKUX NPUYUH HEeBbIHAWUBAHUSL 8bliGlleH0 He Ovlio. Mbi
npeononazaem,  YmMoO  HPOU3OULIA  KOHMAMUHAYUL  AOOPMUBHO2O
mamepuana MamepuHckol Kpoeblo, U HA CAMOM Oele HOPMAIbHbILL
HCEHCKUU XPOMOCOMHBIU HAOOP NPUHAOTIEHCAT UMEHHO Mamepu.
llayuenmxke 6vina usnodcena Hawia no3uyuUs, U ObLIO PEKOMEHO0B8AHO
nposedenue KO c III'T. Oonako koumpayenyuro oHa He UCHOb308a1d,
Max KaxK nocie Ciy4as He8blHAWUBAHUsL 084 2004 CMPAOald 8MOPUYHBIM
becnnioouem, u cuumanda, umo 3abepemernemv He cmoxcem. B npoyecce
noocomosku k IKO nayuenmra 3abepemenena camocmosmenvro. B 10
Hedellb OepemeHHOCMU Oblla NposedeHd ACnUpayusi 80PCUH XOPUOHA,
kapuomun smbpuona — 45,XX,rob(13:14) — owcencrkuii xapuomun co
cbanancuposaHHou pobepmcoHOBCKOU mpaHcliokayueu. B donoweHHom
cpoke  poounacb  300poBasi  0esouKkd, CcO  COQNAHCUPOBAHHOU

mpanciokayuel, yHacie008aHHOU 0m Omyd.

Eme onna Beub, KOTOPYIO CIEAYET UMETHh BBUAY — 3TO TO, YTO MPH
HaJIMYUU COAJIAaHCUPOBAHHBIX IEPECTPOEK MOBBIINIEH PUCK XPOMOCOMHOMN
aHOMAaJIMM HE TOJBKO B BHJE JClICHMA W AYIUIMKAILMA WA
TPAHCJIOKAIMOHHON TPUCOMHUHU BOBJICUCHHBIX B IEPECTPOMKY XPOMOCOM,
HO Y JIPyTrUX ayTOCOMHBIX Tpucomui. [IpuBenem emie oMH KIMHUYECKAN

npumep.
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layuenmxa I'., 24 200a, 6 anamneze mpu pespeccupyromux 6 paHuue
cpoku bepemennocmu. Myosc nayuenmku - ee 08010pooHslil dpam. [lpu
nocieoHel Hepasgusarowelcs obepemeHHocmu Obll  nposeden XMA
abopmusnoco Mmamepuaia, y abopmyca 6viagieHa mpucomus 16
Xpomocomvl.  JlaHHas ~— XPOMOCOMHASL ~ AHOMAAUsL  He  SA8IAemcs
HAac1e0CMBEeHHOU, O0O0HAKO, YYUmMbléas NPUBbIYHOE HEeBbIHAUUBAHUE
bepemenHoCcmu, Cynpy2am 0vlio peKOMeHO08AHO NPosepums Kapuomun. ¥
Mydca nayueHmku Ovlia 8vlaeieHa pPOOepMmMCOHOBCKAS MPAHCIOKAYUS]
mexncoy 14 u 21 xpomocomamu. Ilpu smom cnepmoepamma y neeo OvLia
Hopmanvrou. Cynpyoiceckoii nape 0vLio pexkomenoosano KO ¢

npumenenuem I1'T.
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BO3MO’KHOCTHU BU3YAJ/IM3ALIUU DMBPUOHA
TP HEPA3BUBAIOIIENCSI BEPEMEHHOCTH

B psine ciyyaeB npu HEpa3BUBAIOIIEHCS OEPEMEHHOCTH UCIIOIb3YETCS
mpoieaypa SMOpuo- uiau geTockonuu. IMOpuo- (dhero-) CKOmus — 3TO
SHAOCKOIMYECKHH METO]I HEIOCPECTBEHHOI'O OCMOTpa AMOpHOHa (TU10/1a)
B MaTkKe. JTa MpoIEeaypa Mo3BOJISACT:

- OIIPEAENNTH IOPOKH Pa3BUTHS IUIOJA;

- TOJIYYUTh MaTepuan [Js TEHETHYECKOTO aHalin3a TOYHO OT
IMOpHOHA 0€3 KOHTAMUHALMK T€HETHUYECKUM MaTEpHAIOM MaTEPHUHCKOTO
OpraHu3Ma;

- OLICHUTH 3HJIOMETPUI U 30HY UMILIAHTALINH.

TpancuepBukanbHass 3MOPHOCKONUSI MOTHOIIEr0o 3MOpHOHA Tepen
MaHyaJbHOM BaKyyMHOM acnupainueid WIM BBICKAOJIMBAHUEM IOJOCTH
MaTKM  MO3BOJISIET  MPOBECTM  TOYHYKH)  OLIEHKY  OTJEJbHBIX
MOpP(OJTOTUYECKUX JeTanei, 4To B OOJILIIMHCTBE CIIy4acB HEBO3MOXKHO
npu npoBefeHun cranaaptHoro Y3U. Ilpu smMOpuockonuu MOryT ObITh
BBISIBJICHBI JI€30praHU3allus pocTa SMOPHOHA, a TAKKE JOKAIbHBIE IOPOKH
pazButus [15]. IIpu HapyleHUsIX pa3BUTHS SMOPUOHA MPU HOPMAIbLHOM
XpPOMOCOMHOM Habope 5MOpPHOCKOMHUS MOKET CIYXUTh HCTOYHUKOM
EHHOM HH(OpMALMHU, B PAIE CIy4yaeB IMOMOTAET OOBACHUTH NMPUUUHY
NOTEPH OEpEMEHHOCTH. Kpome TOTO, npu IPOBEACHUU
[IUTOT€HETUYECKOIO HCCIIEIOBAHUSI 3MOpPHOHA CIIEyeT MOHUMAaTh, YTO
CYLIECTBYET  CyOMHMKPOCKOIIMYECKHM  TEHETHYeCKUd  aucOanaHc,
3aTparvBarolMii T€HbI, OTBEUAIOIINE 3a POCT U MopdoreHes sMmOpuona. B

psaae ciydae CyOMUKpOCKommueckne CTpykTypHble nepectpoiiku (CNV)
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MOTYT OBITh BBISBJICHBI C TTOMOIIbI0O XMA, 0HAKO B psJie CIIy4aeB MOXKET
noTpeOOBaThCSl UCCIEAOBAHUE C €lIe OOJBIIMM pa3pelieHUEeM, B TOM
YHCJIC U TIOJIHOE CEKBEHHPOBAHUE T€HOMAa SMOPHOHA.

HecMmoTpss Ha MNOTEHUUATBbHYIO TMOJB3Y SMOPHUOCKOIWM, JaHHAs
mpoleaypa HE CIUIIKOM pPacHpoCTpaHeHa B KIMHHYECKON IpPaKTHKE,
MOCKOJIbKY JIaHHasl Tpolleaypa SBJISICTCS HWHBa3MBHOM U Tpedyer
OTIpEICJICHHON OCHAIIIEHHOCTH YUPEKICHUS.

B TO e Bpems, METOJbI yJIbTPa3BYKOBOM JUATHOCTUKH IMOCTOSTHHO
COBEPIICHCTBYIOTCS. [Ipy MCMoIb30BaHUM amapaToB SKCIEPTHOTO Kilacca
COBpeMEHHas 3Xorpadus JaeT BO3MOXKHOCTb MPOCIEAUTh 3a Pa3BUTHUEM
mioaa (AMOpPUOHA) C caMbIX PaHHMX 3TaloOB BHYTPUYTPOOHOI'O pa3BUTHSL.
[To nmamHBIM caiita WWW.medison.ru tpexmepHas sxorpadus yxe ¢ 8
HeJenb OEPEMEHHOCTH JIa€T BO3MOXKHOCTh BBISIBUTH PAJl TPYOBIX TOPOKOB
Pa3BUTHSA IJI0JIa M1 HEKOTOPhIE MapKephl XPOMOCOMHBIX aHOManuil. Eciau
nonogHuth Y3W TpexmepHoil pommieporpadueil ¢  BBIUHUCICHUEM
nokazaTesiell 00beMHOTO KPOBOTOKA, BO3MOYKHO YK€ B IIEPBOM TPUMECTPE
reCTallid BBIABUTH 3aKOHOMEPHOCTU (DOPMHUPOBAHUS  COCYAMCTOTO
KOMIIOHGHTa XOpuoHa. B Omwkaiimem OyayiieM NpeanojaracTcss Bce
Ooonmee mmmpokoe BHeApenune 3D/AD VY3 B akymiepckyr U
TUHEKOJIOTHUECKYI0 TMPAKTHKYy, B TOM YHCIIE B paHHHUE CPOKH
OEpEeMEHHOCTH.

Tem He MeHee, Ha cerogHAMHUNA JAeHb Y3M B paHHUE CpOKH
OEpEeMEHHOCTH HCIIOJIB3YETCS B OCHOBHOM HE€ JJI OLIEHKH MOp(dOoJoruu
AMOpPHOHA, a JIJIsl ONPEIEIICHUS JIOKAIU3alM OEpEMEHHOCTH, KOJMYECTBA
SMOPHOHOB, a TaKXe€ [Js OIEHKU >KMU3HECTIOCOOHOCTH SMOpHOHA.

CornacHo KIMHHUYECKUM PCKOMCHIAUAM ((BBIKI/II[BII_H B PaHHHUC CPOKH
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OCpeMEHHOCTH: JIMarHOCTHKA W TaKTHKa BEJACHUS»  HaJCKHBIMU
KpUTEPUIMHU HEPA3BUBAIOIICHCS OEPEMEHHOCTH SIBJISIFOTCSI:

- OTCYTCTBHE cepaneounenus y smopruona npu KTP>7 mwm;

- OTCYTCTBUE cepjilleOrMeHusl y SMOpuoHa yepe3 2 Heaenu u Oosee
MocJie CKaHUPOBaHUS, KOTOPOE BBISIBWIIO HAJM4YME IUIOJHOTO sifiia 6e3
KEJITOYHOTO MEIIIKA;

- OTCYTCTBHUE cepjleoueHus 3mOpuroHa 4depe3 11 wnm Oosiee nHel
MOCJIE TOTO, KaK CKAaHUPOBAHHWE BBISIBUJIO IIJIOJHOE SIHIIO0 C KEITOYHBIM
MEIIKOM;

- CpeIHHMM BHYTPEHHHM aWaMeTp IUIOJHOro sima Oojee 25 Mm
(>20 MM @Opu TpaHCBaruHajdbHOM CKAHUPOBAHUM) W JMOPHUOH HE

BU3yanusupyertcs (puc. 17).

Puc 17. AusmOpuonus

[Tpy HaIMUMKM MaNEHIINX COMHEHHMM pPEKOMEHAYETCsl MoBTOpHOE Y3U

yepes 7-10 nueit u koHTposibHO ypoBHS X1 (IBaXk1bl ¢ HHTEPBAIOM 48 4).
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POJIb 'TEHOTHUIIA IIVIOJAA B PABBUTUU
OCJIO’)KHEHUH BEPEMEHHOCTH

@dakTophl pHUCKA HEBBIHAIIMBAHUS OEPEMEHHOCTH BO MHOTOM
NEPEKIMKAIOTCSI C TaKOBBIMU ISl JIPyrux «boNbIIMX aKymIepCKUX
cuHapoMoB». K HUM OTHOCSTCS: BO3pacT MaTepu cTapiie 35 JieT, NOTepH
OepeMEHHOCTH B aHaMHEe3€, YHJIOKPUHOMATHUHU (caxapHbli nuaber 1 u 2
TUMa, 3a00J€BaHUs IIUTOBUIHOM  KejIe3bl) U  METa0OJIMYECKHE
HapylIeHWs, B TOM UYHCIIE OXXUPEHUE, TMPUBBIYHBIE WHTOKCHUKAIIUH
(HUKOTHH, aJIKOr0Jib), YHNOTpeOJIeHHE OOJIBIIOro KOJWYecTBa KodeuHa
[40].

HccnenoBanust TOCHEOHUX  MSATUACCATH  JIET  WILTIOCTPUPYIOT
CYIIIECTBEHHYIO POJIb XPOMOCOMHBIX abeppanuii y 3MOpHUOHA U IUIOJA B
reHe3e HeBbIHAIIMBaHUSA OepemMeHHOCTH. Kak yke ObUTO MOKa3aHO BHIIIIE,
JOJIsT  XPOMOCOMHBIX aHOMAJUM TPU HEBBIHANIMBAHUU B TEPBOM
TpumecTtpe coctaBisier 50-65%, U Mpu 3TOM HE CYIIECTBYET METOJOB
3¢ PexTUBHON NPOPUIAKTUKNA MOJAOOHBIX TEHETUYECKUX HAPYUIEHUN MpPH
HOCeAYIONMX OepeMeHHoCTsX [3].

BrisiBIeHHE XpOMOCOMHBIX aHOMaJIMil y 3MOpUOHA, HA HAIll B3I/,
SABJISIETCS 11€7IeCO00pPa3HbIM C MPAKTUYECKOW TOYKW 3PEHUS, MOCKOJIBKY
MO3BOJISIET ONTUMHU3UPOBATH AJITOPUTM OOCJIEIOBAHUS CYIIPY>KECKOM Maphbl
MOCJI€ 53MHU30J/la HEBBIHAIIMBAHUA. B HEKOTOPBIX ciaydasx TpeOyercs
o0s13aTeNIbHOE MCCIIEI0BAHUE KapuoTHUMa poauTese. B apyrux ciydasx,
HaIIPOTHUB, O0JIee 1eIecoo0pa3Ho HAIIPaBUTh 00CICAOBAHNE HA BHISBICHHC

T'MHCKOJIOTUYCCKUX H I3KCTPAIrCHUTAJIBbHBIX, 4 HC I'CHCTHYCCKHUX IIPHUYNH
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HEBBIHAIIIMBAHUSL. [Tpu UCIIOJIb30BAaHUU BCIIOMOTaTEIbHBIX
PENPOAYKTUBHBIX ~ TEXHOJOTUM TpPU  ONPEACICHUHM  aHOMAaJIbHOTO
XpPOMOCOMHOI'O Habopa B a0OpPTHUBHOM MaTepuayie B OyaylIeM MOXKET
ObiTh pexkoMenaoBaHo III'T. Ecmmu ke mnpepbiBaHue OEpEeMEHHOCTH
IPOM30IIIIO NP HOPMAJIHLHOM XPOMOCOMHOM Ha0Ope, TO MPH CIICTYIONICH
noneiTke DKO cneayer NpuHATH APYyTHE MEpbl Uil NpO(HIIAKTUKH €€
HeBbIHAIMBaHuUsA [15].

XpOMOCOMHbIE aHOMAJIUU Y 3MOpPHUOHA/TUIONA MOTYT MPUBOIUTH HE
TOJIbKO K HEBBIHAIIMBAHWIO OEpEMEHHOCTH B mNepBOM Tpumectpe. [lpu
aHTEHATaJbLHON TMOENH TJI0/1a UX YJETbHBIX BEC TaK)Ke 3HAYUTEJICH — OHU
coctaBisitor 8-10% mnpu BHYTpuyTpoOHON TuOenu mnocie 20 Henxenb
OepeMEHHOCTH ¥ MEPTBOPOXKICHUSIX BO 2 U 3 Tpumectpe [43, 44, 45].

['eHoTM MUIalleHTBI B HOPME HWJEHTUYEH TEeHOTHNY IUIoAa
(3a UCKJIFOYEHHEM CITy4aeB MO3aullM3Ma U XUMEpU3Ma), U ABJISETCS MOJTy-
aJUIOTEHHBIM JUIsi Matepu. [lmaneHTa mpu 3TOM SIBJISIETCS KITFOUEBBIM
OpraHoM JJisi TOJJIEP>KaHHsI HOPMAJbLHOTO MPOTEKaHHs OEpEeMEHHOCTH
[22]. Otcioma BBITEKAeT BBIBOJ, €CJIHM ILIOA, a, CIIEJIOBATEIbHO, H
IUTAIIEHTa, MUMEIOT TeHEeTUYECKHUE HAPYIICHUS, HAmpumep IeIeuu WM
OYTUIMKAIlUA, BKJIIOYAIOIIME TEHbI, OTBETCTBEHHBbIC 3a AaHTHOrEHE3,
uHBa3uga Tpodobmacta M PEMOJCIMPOBAHME CIUPAIBHBIX apTepUid
U3HAYAJIbHO MOTYT OBITh HEMOJHOLICHHBIMH, YTO TMOBBIIIAET PHUCK
OCJIO)KHEHHOM T'eCTaIllH, a HE TOJBKO MOPOKOB Pa3BUTHS Y TUIO/A.

B pa6ote [Hoobpenuuoit H.B. u Kopanera B.B. mokaszano, yto mpu
HaJM4YMM XPOMOCOMHBIX a0eppauuii y 11043, OEpeMEHHOCTh Yallle

COITPOBOXK/IACTCS YTPO30M CaMOITPOU3BOJIBLHOTO BBIKWIbIIIA, KIMHUYECKU
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MPOSIBIISIFOIICUCST ~ KPOBSIHUCTBIMM ~ BBIJICJICHUSIMU U OOJIEBBIMU
omyieHusIMu [4].

HecoMHeHHO, 4TO B clly4ae, €Clii Yy IUI0JIa MMEETCS XpOMOCOMHAas
aHOMallvsl, BEPOSITHOCTh TMOPOKOB PAa3BUTHUS PE3KO Bo3pacTtaer. YTo
MHTEPECHO, JaXe B Ciyyae HaIWuug y Iuloja cOalaHCUPOBAHHOU
CTPYKTYPHOM TMEpeCcTpOrKU (TpaHCIOKaluu, JU00 HHBEPCHUHU), YacTOTa
BPOXKJICHHBIX TOPOKOB mMOBbINIeHA [4]. Hampumep, gaxe npu HaIU4duu
UHBEPCUU 9 XpPOMOCOMBI, KOTOpas MHOTMMH aBTOPaMHU CUHUTAETCS
BapUaHTOM HOPMBI, YaCTOTa MMOPOKOB PA3BUTHUSA IJIOJA U HOBOPOKIEHHOTO
HECKOIBKO yBenaumueHa [4]. DTo MOXHO OOBSICHUTh HaJUYHEM
MUKpPOJIETICIUA B TOYKaX pa3pblBa XPOMOCOM, KOTOPHIE HE BBIABIISIOTCS
CTaHJIapTHBIM IIUTOTEHETUYECKUM HCCIICIOBAHUEM.

[loBblllIeHA YacTOTa XPOMOCOMHBIX aOeppalvii U TpU HAIAYUU
runotpodun mwiona [4]. ACOG nu RCOG pexkoMeHayroT TMpeHaTaabHOE
IMarHOCTHYECKOE TECTUPOBAHUE, B cliydasx, eciid 3BYP conpoBoxnaercs
CTPYKTYpPHBIMU aHOMaJIMsIMM Yy IUIofa. B psige cTpaH, mnpu Bcex
OEpEeMEHHOCTSIX, COITPOBOXKIAIOIIUXCS 3BVYP, PEKOMEHYETCS
IPOBEJICHUE WHBA3WBHOW NPECHATAIBHOW AWArHOCTUKU. [lo [1aHHBIM
CUCTEMATUYeCKOro 0030pa, B KOTOpPHIA ObLIO BKIOUEHO 874 ciyyas
uzonupoBanHoro 3BYP y mioma, uwactora XA B pasHbIx paboTax
CYILLIECTBEHHO pa3Hujiach M coctaBisiia or 0 mo 26,3% (B cpenHem —
6,4%), HO TIipu ITOM B 0030p ObUIH BKJIHOUEHBI ciiydau 3BYP, BbIsiBJICHHbBIC
Ha pa3HbIX Cpokax recraiuu. [lo yTBEp»KIECHHIO JPYrHuX aBTOPOB, MPH
BBISIBIICHUM H301MpoBaHHOr0 3BYP B TpeTheM TpumecTpe, BEPOSITHOCTD
HallM4usg XPOMOCOMHBIX AHOMAIMM Yy IUIOJA MPAKTUYECKU HYJIEBas.

HGO6XOI[I/IMO OTMCTUTb, YTO B BbIHICYIIOMAHYTbBIX HCCIICAOBAHUAX
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NPUMEHSJIOCh CTaHJAPTHOE LIMTOTEHETUYECKOE MCCICIOBAHUE — TIPU
UCIOJIb30BaHUM METOAOB JUArHOCTUKU C 00Jiee BBICOKHM pa3pelieHHEM,
BO3MOXKHO, Y YacCTH IUIOJIOB C HOPMAJIbHbIM KAapUOTUIIOM ObUIA OBl
BBISIBJICHBI cyOMuKpockonuueckue nmatorenubie CNV. M3BecTHo, uTO Mipu
npoBeaeHun XMA y 1,8% miogoB 0€3 MNOPOKOB pPa3BUTUA U C
HOPMaJIbHBIM KapuoTurnoM BbigBIstoTcs matoreHHble CNV. Bompoc o
TOM, HYXXHO JIM PEKOMEHJIOBaTh MAaIlMCHTKE C H30JUMpoBaHHbIM 3BYP
NITJL ¢ mocneayromum XMA, TpeOyeT nanbHEHUIero u3y4yeHus, JTaHHbIC
Ha CErOJHSAIIHHUN JE€Hb OTPAHUYEHBI.

beccniopHo, 4TO ¥ PUCK aHTEHATAIBHOM TMOEM II0a MOBBIIIECH TIPU
HaJIMYMA XPOMOCOMHBIX aHOMAaJIWd W MOPOKOB pa3BUTHs. ECTh laHHBIE,
yro BIIP mioma npu MEpTBOPOXKICHUM HE TOJBKO BCTPEUYAOTCS Yalle,
YeM Yy SKMBOPOXKJCHHBIX, HO M SBISIOTCA OoJyiee TSHKEIbIMH, MOTYT
BCTpEUAThCAd AHOMAJUHU, KOTOpBIE SABISIOTCS JeTanbHbIMU. Ho ocoOblit
MHTEPEC MPEJCTABIAIOT NPUYUHBI THOEIH MOP(POJIIOTMYECKA HOPMATILHOTO
J0/1a, CpPeld KOTOPBIX MOTYT OBIThb MOHOTEHHBIE 3a00JIeBaHUSI W
CYOMUKPOCKOITUYECKUE XPOMOCOMHBIE IIEPECTPOMKH, HE
CONPOBOXKAAIOIINECS TOPOKAMU PA3BUTHS.

Bce 0osbllie aBTOPOB 3asIBISIIOT, YTO HEJIOOLIEHEHA POJb IUIALIEHTHI
Opy HAJIMYUM XPOMOCOMHBIX aHOMaIMi y 1uiona. JlegexkrHoe pa3Butue
IUTALIEHTHl NPU HAIMYUU AHEYIUIOWINN YIPOXKAIOT HE TOJBKO PA3BUTHIO
110712, HO M 3/10pOBbI0 MaTepu [22, 23]. Hanpumep, Tpucomus 13 y moaa
HIOBBIIIACT PUCK MPEIKIAMIICHH ITPH OepeMeHHOCTH [23].

B 1-2% cayuyaeB mnpu OHONCHHM BOPCHUH XOpPHUOHA BBISBISAETCS
IUTALEHTAPHBI MO3aWLH3M. DTO COCTOSIHUE TOKE MOKET MOBJIUATH HA

TeUeHHE OEPEMEHHOCTH — OHa IMOBBIIIAET PUCK MepTBOpoXKaeHus, 3BYP,
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NPEKJIEBPEMEHHBIX POJOB M TOPOKOB pa3Butusi y 1wioga [22]. Tlo
HEKOTOpbIM JaHHbIM, 10 10% ciyyaeB uIMONATHYECKOW 3aJCPHKKU
BHYTPUYTPOOHOTO poCTa IUIOJIa COMPOBOXKAAETCA  IUJIAllCHTapHBIM
MO3aUIM3MOM. JTO HYKHO HMETh BBHUAY IMPU TMOJYYCHUH JIOKHO-
MOJIOXKUTENBHOTO pe3ynbTaTa npu nposeaeann HUIIC — ¢peranpuas [JHK
oOpaszyeTcsi B OCHOBHOM W3 ILIalleHTapHOro Tpodobnacra. [ins MHOrux
penkux aneymiouauit PPV npu nposeaenun HUIIC odenb Huzkas,
MMEHHO H3-3a HaJIWYHus IUIalleHTapHOTo Mo3auim3Mma [22]. boxee Toro,
pa3BuTHE OCPEMEHHOCTH U KUBOPOXKACHUE MPU HEKOTOPBIX TPUCOMUSIX
(Hampumep, TPUCOMHUHU & XPOMOCOMBI) BO3MOKHO TOJIBKO, €CJIM JaHHAs
aHOMaJMusi OTCYTCTBYeT B OOJBIIMHCTBE KIETOK Tpodobdiacrta, dYTO
IPUBOAUT K JIOKHOOTPUIIATEIBHBIM pe3yJibTaTaM TMpU TMPOBEIACHHUH
ouorcur BOPCUH XopuoHa [22]. B Hacrosiiee BpeMsi pa3padaThiBatOTCs
HEMHBA3UBHBIC TPEHATANIbHBIC TECTHI I JICTCKIMH IUIAIIEHTApPHOTO
MO3a3ullM3Ma — JIaHHBIE METOJbl B TEPCIEKTUBE CMOTYT TOBBICUTH
s¢pdpextuBHocTs HUIIC, a Takke BOHTM B aarOpuT™M pacyera pucKa
OCJIO’)KHEHHOM I'eCTalluu.

B HOBBIX HaydHBIX pabOTax H3y4daeTcs BOIPOC POJU IMAaTOTCHHBIX
cyomukpockonmueckux CNV B mmarneHTe B pa3BUTHU  OCJIOKHEHUM
oepeMeHHOCTH. Pe3ynbTaThl Ha CETOMHAIIHUA JCHH IPOTHUBOPCUHBEHIC.
Omgnu  uccneoBaTeNM  IpEANoJiaraloT, 4YTo Npu  OEpeMEHHOCTH,
ocinoxHeHHoU [1D wmm 3BVYP, uucno pasznuunbix CNV B manenre
YBEJIMYEHO, M YPOBEHb MO3aUIIM3Ma KOPPETUPYET C TAKECTHIO MATOJIOTHH.
OmHako y 3TOM TOYKHM 3pPEHUSI €CTh OINIMOHEHTHI, KOTOPbIE YTBEPKIAIOT,
YTO MOBBINIEHHOE uucio paznuuHblx CNV mnaneHTsl — 3TO HOpMa, U

HaunOonbiiee uucio CNV B mnaneHte HaOmomaercss Kak pa3 Ipu
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(bU3MOIOTUYECKU TTPOTEKAIOIEH OEpEeMEHHOCTH. Takue mMpOTUBOPEUYUBHIC
pEe3yJabTaThl MOXHO OOBSICHUTH PA3WYHBIMHU METOJUKAMU TPOBEACHUS
UCCIICIOBAHUM, HEJOCTAaTOYHBIM O00BEMOM  BBIOOPKH,  pa3IUYHBIX
xapaktepoM CNV. be3ycioBHO, 4TOOBI MOCTABUTH TOYKY B 3TOM BOIIPOCE,
TPeOyIOTCS ajdbHEHIIHE HecleqoBaHus [22].

KoHconuaupoBanHass paboTa Bpaueil aKylepOB-THHEKOJIOTOB H
FEHETUKOB MOXKET CYIIECTBEHHO YBEJIMYHUTh YAaCTOTYy KHUBOPOXKICHUM,
COKpaTUTh KOJWYECTBO OOCJEeI0BaHUN, Ha3HAYAEMBbIX CYNPYKECKOU Mape

N ITIOBBICUTDH Bq)(I)GKTHBHOCTB HpGKOHHeHHHOHHOﬁ IIOAT'OTOBKH.
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I'EHETUYECKAS ITPEJAPACITIOJIO KEHHOCTD
K HEPA3BUBAIOIIENCS BEPEMEHHOCTH

bypHoe pa3BuTHe reHeTHKH YelloBeKa B KOHIIE XX Hadane XX Beka
MPUBENIO K MOHWMAHHUIO TOTO, YTO B OCHOBE OOJBIITMHCTBA XPOHUYECKHUX
3a00JIeBaHUH JIe)KaT onpe/ieeHHbIe TeHeTHYeckue dakTopsl [3]. B paBHOIM
MEpE O3TO OTHOCUTCS MU K IATOJIOTUM PENPOAYKTUBHOU CHUCTEMBL. B
Pa3BUTUH  OCJOXXKHEHUH  OEpeMEHHOCTH, B TOM UHCIE MOTEpPHU
OEpEeMEHHOCTH B TIEPBOM TPHUMECTpPE, SBHO CYIIECTBYET T'€HETHUYCCKUI
KOMIIOHEHT, O YE€M CBUJECTEIBbCTBYIOT MCCJIEJOBAHUS HACIIEIYEMOCTH,
aHaJM3 MOMYJISIIIMOHHBIX 0a3 IAaHHBIX, CEMEHHBIN aHAJIN3.

B Hopme nmnpu HOpMallbHOW OEpeMEHHOCTH LUTOTpOdobIaCT
MUTPUPYET OT BOPCUH XOPUOHA M BHEIPACTCS B MATKy, JOCTUTas
BHYTPEHHETO CJI0s1 MUOMETpHUsi. KIeTKM MIaleHThl Opy 3TOM HAMNOJIOBUHY
CoJIepKaT MAaTEPUHCKUE T€HBI, a HAMOJOBUHY — OTIOBCKHE, TO €CTh JJIS
MaTepUHCKOTO OpraHM3Ma OHHU MOJIyaJUIOTeHHbl. B cTeHke MaTku
HUTOTPO(POOIACT BHEAPAETCS B CHUPAIbHBIE apTepUd M AOCTUIaeT HX
SHJIOTEIUATbHOW  BBICTWJIKM, TPH  3TOM  MOPOUCXOJUT  JIU3HC
IJIaAKOMBIIIEYHOM CTEHKH, 3a CUeT 4Yero CHOUpabHBIE apTepuu
IpHOOPETAIOT CBOWMCTBA, HEOOXOAWUMEBIC JJIA aJACKBaTHOM Mepdy3uu
mianeHTel.  [Ipu  HapylmieHun TIIyOMHBI — IUTAllEHTAllMW, HEMOJHOMN
TpaHc(OpMallUM CIHUPATBHBIX apTEepUil, CBA3AHHONW C HApPYIICHUEM HX
PEMOJICTTMPOBAHUS M OOCTPYKTUBHBIMU MOPAXKEHUSIMH, TTOBBIIIACTCS PUCK
CaMOITPOU3BOJIBLHOTO BBIKW/IBIIIA, HEPA3BUBAIOIICICA OEPEMEHHOCTH, a

TaK)K€ PHUCK OCJOXXKHEHHH OEpEeMEHHOCTH U3 TPYIIbl  OOJBIINX
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aAKyLIEPCKUX CUHIPOMOB — IUIALIEHTAPHOW HEIOCTATOYHOCTH, 3aACPKKU
pocCTa mIoaa, NPEXKIACBPEMEHHBIX POAOB, ITPEIKIAMIICHH.

K HenonHoM TpaHchopMalvy cCupaibHbIX apTepUil MOXKET IPUBECTU
MHOKECTBO IPUYMH, BKIIOYAIOMIMX KAK T'€HETUYECKHUE, TaK U CPEIOBBIC
¢dakTopbl. OCHOBHBIE M3 HHUX 3TO NATOJIOTHS COCYJOB, HapyLICHUE
reMocTasa, U3BpallleHue MMMYHHOTO OTBETa (BOCHAJICHHE), YHIOKPUHHBIE
HapylIEHUs] W HEYCTOMYMBOCTh K BO3JCHCTBUIO HEOIArOMpHUSATHBIX
TOKCUYECKUX (DaKTOpOB OKpyxkaromei cpeasl. Bce 53T mpoiecchl
T€HETHUYECKH JICTCPMUHUPOBAHBI.

VYyacte pa3WyHBIX T€HOB B Pa3BUTUHU HOPMaJIbHOM TeCTAIMU

CXEMaTUYHO U300pakeHo Ha pucyHke 18.
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Puc. 18. Yuactue reHOB B pa3BUTUU OEPEMEHHOCTH
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Buicokasa pacnpocnpaneHHOCHb HACAEOCNBEHHBIX NPOMOOPUAUTL NPU
HAAUYUU NANDAORUYECKUX USMEHEHUN 6 NAAUEHNe, 6blABACHHAA 8
UCCACOO0BAHUAX CAYUAU-KOHNPOAL OEMOHCHPUPYEN 83AUMOCBA3L MEHOY
npombodhuaueii. U NAGYEHNDACCOUUUPOBAHHBIMU — OCAOHCHEHUAMU
bepemennocmi. Ecmb Oanmble, uno npu Haiuvuu npomodboduauu 8
naayenne uawe onpeoessronta chneyuguueckue mopgoaozuyeckue
NPUSHAKU, XAPAKnepHvle O0aA heno-naauenapHoll  HeOOChanoYHOCHU .
OUCCOUUUPOBAHHOE dopmuposarue KONUAEOOHO08, PeOYKUUs
NEPMUHAABHBIX  8OPCUH, NCEBOOUHAPKNbL, 00eOHeHUe KANUAAADAMU
NePMUHANBLHBIX 80pCUH. Pe3yavnanmvt paoa uccaedosanuili nokasaiu, 4no
mynayus Jleiioen noswviuiaem npeopacnosONeHHOCHb 6 NPUBLILHOMY
HeB8bIHAUUBAHUI) OePeMeHHOCIL U ee OCAONHeHUAM. B  Heckoavbkux
Mena-aHau3ax NoKaA3aHa poab mynayuil 6 zeHe F2 npu npuswbiuHoM
HesblHauueanuu bepemennocnu. Hebaaonpuanio naxie coyenanue
mynayuu 6 2enax F5 u MTHFR. Taxaa KOMOUHAUUA NOBbIUAEN PUCK
NPUBLIMHO20 HEBLIHAWUBAHUA OEPeMEeHHOCHU U BHEe3ANHOU CcMepnu
naooa. B psaoe uccaedosanuii nokasamo, 4no, HeCMONPa HA WUPOKYHO
pacnpocnpanernocny ainean 4G 6 eene PAIl (60-80% Haceaenus),
2omo3uzonubii  2eHomun  PAIl  4G4G  nosvuuaem puck 3BYP u
NPUBBLIMHO20 HEBLIHAUUBAHUA DepeMeHHOCL Y e8poneoudos. Hekonopubie
NOAUMOPGPHbBLE ANNEAU 8 2€HAX CUCHRMbL 2€MOCHU3A HA C€200HAUHUI OeHb
CUUNTONTA NPONCKNUBHLIMU 6 ONHOULEHUU NpoMOouauu, Hanpumep
noaumopguamo. 8 2enax F7 u FI3, nosnomy npeonosazaencs naxice
CHUMCEHUE PUCKA OCAONHEHUI OepemeHHOCchU. B psade pabom noxasaro,
Uno NpU NPUBLIYHOM HEBLIHAUUBAHUU OEPEMEHHOCHU  NOAUMOPDUIM

G10976A ecnpeuaenca pexe, uyem OUKUIL 2€HONUN, YND 2080PUML O
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B03MONHOM NPONCKNUBHOM I¢hhekne 6 onnoutenuu HesviHawusarnus. [lpu
INOM MHEHUe O BauaHuu noaumopguama FI13 Ha puck npusviunoz20
HEBbIHAUWUBAHUA He OOHO3HAYHO. YDPOB8eHb (PUOpUHO2EHA NPU HAAUHUUU
20MO3U20nH020  noaumopguama eena FI3 Haxoounta 6 HU3KO-
HOPMAAbHOM OUGNA30HEe, OOHAKO NpU INOM CHPYKnYpa ubpuna moixem
Obi  MOOUGUUUPOBAHA 6 CHOPOHY NOBLIUEHUA YCHOUUUBOCHU K
QuOpUHOAUIY, BEPOANHO, NOINOMY HAYUHBIX PAOOM 8 KONDPbIX NOKA3AHO
uno noaumopguam FI13 Val34Leu nosviumuaem puck He8blHAUUBAHUA
bepemenHocm Ooablue, yem NYOAUKAUUIL O NOM, 4no OH o0baadaem
NPONeKNUBHBIM 3hgheKknom 6 ontoueHuu OAHHOI NANDAOUL.

['enbl ¢osaTHOTO IMKIA YAacTO AHAIMU3UPYIOTCS BMECTE C T€HaMH
TpoMOOQWINKM, TaK Kak MOJUMOP(U3IMBI B 3STOH CHCTEME MOTYT
MPUBOAUTH K TIOBBIINIEHHOMY YPOBHIO TOMOLIMCTEWHA, YTO SIBIISIETCS
(bakTOpoM pHUCKa TOBPEKICHUS IHIAOTEIUS W 3aMyCKy BHEIIHETO MyTH
cBepThiBaHUA. OJTHAKO, BEPOSITHO, UMEIOTCA U JPYTHE MEXAHU3MBI, 34 CUET
KOTOPBIX  JAepekThl  (OJATHOrO MeTaboau3Ma  MOBBILAIOT  PHUCK
OCJIO)KHEHUM OepeMeHHOoCTH. Hampumep, HapylleHHUE METWIMPOBAHUS
JJHK miona v moBBIIEHUS PUCKA HEPACXOKICHUS XPOMOCOM B MEMO3€.

Haubosee 3nauumblii 2eH 8 3Nl 2eHHOU cenu — JNO 2€H
Mmenuaennenpazuopogoaanpeoyknasot (MTHFR). [lo Oannbim  psaoa
asnopos  noaumopgusmvt 6 2ene  MTHFR  nosvuuarom puck
HesbiHauusanus obepemennocnu. Hekonopble uccaedosanus u oaxce
cucnemanuyeckue 0030pvl nokasaiu, noaumopguam MTHFR C677T
ACCOYUUPOBAH C NPEHOEBPEMEHHBIMU POOAMU U HUSKUM 8€COM NAOOd.
Xona 6 Opyaux 0030pax u Mmena-aHaru3ax YNn8epuHoaentsa, uno Hem

cnanucnuvecku OOCI’IZ)6€prLX pCl3./ll/t'vtuIZ no acnone I’lO./lLtMOp(i)u3.M06 6
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2ene MTHFR npu HOpManbHOU 2echayuu uau npu OepemeHHOCHU,
OCAONHEHHOU dheno-naayeHnapHoI HeO0Chano4HOCHbIO u
npeioespemMeHHbIMU POOamiu. Accoyuayus c NPUBLIYHBIM
He8bIHAUUBAHUEM NUKE He Oblia NoAyUueHda 8 paoe pabom

Jns  3ammThl  OpraHu3Ma OT Pa3IMYHBIX 3K30- U IHIOTCHHBIX
TOKCUYECKUX CYOCTaHIIMI CyIIECTBYeT TaK Ha3blBaemasi CHCTeMa
JNETOKCUKAIMKM. JTa CHUCTEMa BKIIOYAET B ce0s psaa  (PEepMEHTOB,
KOJUPYEMBIX CEThIO T€HOB, KOTOPHIE HA3BIBAIOTCS «T'€HBI META00JM3MaY
W «TE€HBI JAeTOKCHKaiuuy». [Ipu HapymieHuu padOThl ITOM CHUCTEMBI
MPOUCXOJAUT HMHTOKCHUKALMS OpraHM3Ma pa3HOro XapakTepa U pPa3HOU
CTEMICHU BBIPAXKEHHOCTH [3]. BOJBIIMHCTBO KCEHOOMOTHKOB, TOMAajas B
OpraHu3M, HE OKa3bIBAIOT HEMOCPEICTBEHHOr0 OuoJiorundeckoro 3¢ dekra,
HO, TMIOJIBEPrasiCh pPa3UYHbIM TIPEBpAIICHUSIM — OHOTpaHChOpMaIINH,
nprOOpeTaoT TOKCHUeckue cBoiicTBa [3]. ['eHeTnyeckue moJIMMophu3Mbl
B «reHax MeTabojr3Ma» TPUBOAIT K  TMOJHOMY  OTCYTCTBHIO
COOTBETCTBYIOIIETO O€Jika WM K MOSBJICHHIO (hepMEHTa C U3MEHEHHOMU
aKTUBHOCTHIO. B 3aBHCHUMOCTH OT OCOOEHHOCTEH TE€HOMa pa3IUYHbIC
WHJIMUBUIYYMbl MOTYT COXPaHATh YCTOWYMBOCTh WJIM OOHApY>KUBATh
MOBBIIICHHY) YYBCTBUTEIBHOCTh K MOBPEXKIAIONIMM areHTaMm BHEIIHEU
cpeabl. MHOTO MCCIEAOBAHUM MOCBSILIEHO CBSI3M I'€HOB JIETOKCUKAIUU U
HEBBIHAIIIMBAHUS OepEeMEHHOCTH. [Tony4yensl JAHHBIE,
CBUJICTENbCTBYIOIME, uTO ToiauMopdHbid BapuanT 313G rema GSTP1
(rutatieHTapHOM TiIyTaTHOH-TpaHcdepassl P1) MoxeT ObITH (akTopom
HaCJICICTBEHHOMU MPEIPaCTIONOKEHHOCTH K IMOTepe OepEeMEHHOCTH.

brina mokazana accormanys (GyHKIIMOHAIBHO OCJIa0JEHHBIX ajuiesien

reHoB GSTM1 u NAT2 ¢ npuBbIYHON NOTEPEN JI0/1a HA pAaHHUX CPOKaX.
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BeI10 yCcTaHOBIIEHO, YTO TOMO3HIOTHI 10 HYJIEBOMY aJUICNIIO JIBYX T'€HOB
GSTMI u GSTT1 y >XEHIIMH, HMMEIOIIMX BBIKUJBIIN B aHaMHE3e
BCTpeuaroTcs B 3 pasza yame. Kpome Toro, cpeay maiueHTOB ¢ MoTepei
OepeMEHHOCTH yYalle HaOMI0aluCh «HEOJIaronmpusiTHbIE» MOJUMOpP(HBIC
BapuanThl reHoB GSTP1 (313G) u CyplAl (625C) [3].

OpnHo#l U3 MPUYMH aHOMAJILHOW TUIAIICHTAIlUU SIBJISIIOTCA WMMYHHbBIC
HAPYILICHUS, WU3MCHSIOIIUE MATEPUHCKUK BOCHAJIUTEIbHBIA OTBET. B
HECKOJIbKUX  HCCIEOBAaHUAX  TMOKa3aHa  B3aWMOCBS3b  MEXKIY
nosmMopu3MamMu B TeHaX MUMMYHHOro OTBeTa, B ToM uuciie TNF-o u
IL10, ¢ mpuBBIYHBIM HEBBIHAIIMBAHUEM OEPEMEHHOCTH, OJHAKO aBTOPHI
CUCTEMATUYECKOro o0030pa, npoaHanu3upoBaBiive 428 wucciea0BaHUM,
MOCBSIICHHBIM T€HETUYECKUM IMOJUMOp(hH3MaM, KOTOpbIe MOTYT HUMETh
OTHOIIIEHHE K moTepe OEpEeMEHHOCTH, OTMEYAIOT, YTO 3Ta aCCOLUaLIUS
JOCTaTOYHO ciabas.

["ensl, perynupyroniue GyHKIUIO HI0TEINS, TAKKE MOTYT MOBJIMAThH
Ha PHUCK OCJIO)KHEHWH OepeMEHHOCTU. B perynsmuum 3HIOTENUs BaXKHYIO
pois urpaer okcuj azora (NO), moatromy reHbl cuHTasel azoTa (NOS)
IpeACTaBIAOT Oosbinol umHTepec. OKcuJl a3oTa IO COBPEMEHHBIM
MpEACTaBICHUSAM HUIPAeT POJIb YHUBEPCAIBLHOI'O PETYIISATOpA MHOMXKECTBA
(M3HOJIOTHYECKUX IIPOIIECCOB, BKIIOYAIONIUX B Cce0s MOJJACpKaHHE
CEPJICYHO-COCYIUCTOTO roMeocTasa, UMMYHHOTO cTaTyca,
IIUTOTOKCUYECKOW aKTUBHOCTH MakpodaroB u T.1. CyIIecTBYIOT JaHHEIE,
YTO TOJUMOP(PU3MBI ATOTO TE€HAa WIPAIOT POJIb MPU HEBBIHAITUBAHUU
OepeMEHHOCTH, OCOOEHHO, B COYETAHUM C JAPYTMMHU HEOIAronpusTHbIMU
nosmMopduzmMamMu (B TeHax TpoMOODUIMU UM TEeHax apTepHaIbHOM

TUNIEPTEH3UH ).
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Ha ceroansAmnHuii JeHb OSKCOEPTHI CXOAATCA BO MHEHUM, YTO
FCHETUYECKAsT TMPEAPACIOI0KECHHOCTh K PENPOAYKTUBHOM ITATOJIOTUU
UMEET MECTO ObITh, OJIHAKO CYIIECCTBYIOIIME B HACTOSIIEE BPEMS MOIXOIbI
HE COBEPIICHHBI, TaK KakK OOJBIIMHCTBO MCCIEIOBATENCH IIBITACTCS
MOJIONTHU K MpoOIeMe C KAKOM-TO OJTHOM CTOPOHBI, a KOMIUJIEKCHAs OLICHKA
MOJIYYCHHBIX JAHHBIX CJIO)KHA. MBI CUMTAaEM, YTO MOCKOJIbKY
IPEAUKTUBHAS MEIULIMHA SBJSCTCS KpalHE IEPCIIEKTUBHOM OTPACIIbIO,
CTOMT NPOAOJDKATh MCCIEIOBaHUS B ATOM HampaBiieHMdu. OpHOH U3
MPUOPUTETHBIX 3aJ1a4d JIOJHKHA CTaTh pa3paboTKa MOJENCH OIIEHKH pPHUCKa,
KOTOPBIE C OJJHOW CTOPOHBI CMOTYT YUYUTHIBATh MHOKECTBO T€HETUYECKUX
U CPENOBBIX (haKTOPOB, YBEIMUYMBAIOIIUX PHUCK OCIIOXHEHMH, a C Jpyrou
CTOPOHBI OyAYT JOCTATOYHO MPOCTHI JUIsl MCIOJIB30BAaHUS B MPAKTUKE

KIIMHUIMUCTA.
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SAKVIIOYEHUE

OO6cyxnas mpeacTaBiICHHbIE B JAHHOM paszesie paboThl pe3yabTaThl
HEOOXOJUMO OTMETHUTh, YTO F€HOMHBIE MYTallUd y 3MOpHUOHA SBISIOTCS
HaumOoJiee 3HAYUMOM NPUYMHON MOTEepH OEPEMEHHOCTH HE3aBHCHUMO OT
TOr0, HOCHT JIA 3Ta MAaTOJOTUS CHOPAJUYECKUNA WM TPUBBIYHBINA
XxapakTep. XpOMOCOMHBIE aHOMajJuW OOHApYKMUBAIOTCA Oojiee 4YeM B
MOJIOBUHE O0Opa3loB NpPHU AaHAIM3E XOPHUOHA MOCJIE HEpa3BUBArOLIEICS
O0epeMeHHOCTH. CTPYKTypa BBISIBIEHHBIX XA MOXET UMETh HEKOTOPHIC
pa3inuusg B 3aBUCMMOCTH OT METOJAa HCCIEIOBAaHMS, YTO HANPAMYIO
CBA3aHO C oOcoOeHHocTaMM Mertoauku. Ho B mroboMm ciaywae K
HEBBIHAIIMBAHUIO OEPEMEHHOCTH B PAHHHE CPOKH IMPUBOJAAT AOCTATOYHO
rpyOble HApyLIEHHsSI XPOMOCOMHOIO anmnapara.

KoHconuaupoBanHass paboTa Bpaueil aKylepoOB-THHEKOJIOTOB H
IF€HETUKOB MOXET CYUIECTBEHHO YBEIMYUTH YAaCTOTy MKUBOPOXKICHHIA,
COKPATUTh KOJIMYECTBO OOCIEAOBAHMM, HA3HAYAEMBIX CYNPYKECKON mape

Y TIOBBICUTH 3(P(PEKTUBHOCTH MPEKOHUEMIUOHHON MOATOTOBKH.
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TECTOBBIE 3AJIAHUSA
(BbIOCPHUTE OIMH UJIM HECKOJIbKO NMPABUJIbLHbIX OTBETOB)

1. YacToTa paHHUX PENPOAYKTUBHBIX MOTEPH MO MHEHUIO MUPOBBIX
DKCIEPTOB COCTABIISCT:

a. 31%
0/ 40%
B/ 45%
r/ 51%

2. HacTtoTa aHOMAJbHOTO KapHOTHIA y a0OpTYyCOB B IEPBOM
TpUMeCTpe OEPEMEHHOCTH COCTABJISIET:

a/ 30-40%
0/ 40-50%
B/ 50-65%
r/ 70-75%

3. HopmanbHbIi KapUOTHI YeJIOBEKa XapaKTEPU3YETC HATUUUEM

a/ 44 xpomocoM
0/ 36 xpomocoMm
B/ 46 XpOMOCOM
r/ 45 xpomocom

4. 'eHeTHYECKUM TOJI OmpeaesseTcs HaOoOpoM XpOMOCOM IS
YKCHILUHBI:

a/ nBe X XpOMOCOMBI

0/ onHa X xpomocomMa 1 ojiHa Y XpoMocoMa
B/ 1B€ Y XpOMOCOMBI

1/ BCE MEPEUNCICHHOE HEBEPHO

5. IlonoBbIE XpOMOCOMBI — 3TO:

a/ ayTOCOMBI

0/ TOHOCOMBI

B/ BepHO a) U 0)

r/ BCE TIEPEUUCIICHHOE HEBEPHO
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6. CTpoeHne XpOMOCOMBI BKJIFOUAET HAJIMYHE:

a/ IEHTPOMEPHI

0/ mieda XpoMOCOMBI
B/ T€Ia XpOMOCOMBI

1/ TOJIOBKH XPOMOCOMBI

/. HeBpiHammBanue 0€peMEHHOCTH — JTO:

a/ caMOIIPOM3BOJILHOE MpEphIBAaHUE OEPEMEHHOCTH Ha CpPOKE J10
28 Heeln

0/ camMompoM3BOJIbHOE TMpEephIBaHME OEPEeMEHHOCTH Ha CpPOKE JI0
22 HeIelb

B/ CaMOMNPOU3BOJILHOE TIpEphIBAHHE OEPEMEHHOCTH Ha CpPOKE O
34 »eneinb

r/ CaMOIPOM3BOJILHOE TMpepbIBaHWE OEPEMEHHOCTH Ha CpPOKE J10
37 Heneb

8. HeBbIHaimmBanue 6€peMEHHOCTH U OeCIIoue — 3TO -

a/ HapylIeHUE PEenpOAYKIMU, UMEIOIIME Pa3IUYHYI0 3THOJOTHUIO U
NaTOreHE3

0/ ¢dopmbl HapymieHuss (EpTWIBHOCTH, TPUYUHBI U (HAKTOPHI
BO3HUKHOBEHMSI KOTOPBIX MOTYT OBITh O0II1E

B/ (hopMBbI OeCTIOIMA, NPUUMHBI U (PAKTOPHI BO3SHUKHOBEHUSI KOTOPBIX
MOTYT OBITH OOLIME

r/ Qopmbl HapylieHUss (QEPTUILHOCTH, NPUYUHBI U  (HAKTOPHI
BO3HUKHOBEHUS! KOTOPBIX TPUHIUIIUAILHO Pa3IuyatoTCs

9. Hanbonee uactoil NpUUMHON pPAHHUX PENPOIYKTUBHBIX MOTEPh
SABJISIFOTCSL:

a/ aHeyIJIoOUIUM Y YMOpHOHA

0/ ropMOHaJIbHBIC HAPYIICHUS
B/ UMMYHOJIOTHYECKHE (DAKTOPHI
r/ nHbEeKIMn
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10. AKpOIEHTPUUECKHE XPOMOCOMBI XapaKTEPUIYIOTCH

a/ HaTMYMEeM [IEHTPOMEPHI MOCEPETMHE XPOMOCOMBI

0/ OTCYTCTBHEM LIEHTPOMEPHI

B/ pacmoJIO)KCHHEM IIEHTPOMEPHI OJIM3KO K KPat0 XPOMOCOMBI
I/ IEHTpOMEpA JISTTUT XPOMOCOMY Ha 2 HEPaBHBIX IIeYa

11. MeTtanueHTpUUYECKUMU HA3BIBAKOTCA XPOMOCOMBI, €CJIU:

a/ LIeHTpoMepa pacrojioKeHa MOCepeInHe XPOMOCOMBI, pa3Jesis ee
Ha 2 paBHBIX 4aCTHU

0/ OTCYTCTBHEM LIEHTPOMEPHI

B/ pacnoJIOKEHUEM LICHTPOMEPBI OJIM3KO K KPat0 XPOMOCOMBI

r/ IEHTpOMEPA JISTUT XPOMOCOMY Ha 2 HEpaBHBIX ILJIeya

12.  Kakue 13 NepeuncIICHHBIX TPUCOMHUN ayTOCOM COBMECTHUMBI C
KUBOPOXKICHUEM ?

a/ 9

6/ 13

B/ 21

r/ BCE MEPEUYUCIEHHOE BEPHO

13. Hangumuwme pemenmii ©W  OyIUIMKAMK ~ OOJBIIMX  pa3MepoB
GbOpMUPYIOT KJIMHUYECKYIO KAPTUHY CO CIACIYIOMINMU MPU3HAKAMU .

a/ CTUTMBI TUCOIMOpHOTEeHE3a
0/ yMCTBEHHas OTCTAIOCTh
B/ IOPOKH cepAlla

I/ KpUIITOPXU3M

14, K  cOanaHCUpPOBaHHBIM  CTPYKTYPHBIM  XPOMOCOMHBIM
MEPECTPOUKAM OTHOCSTCS:

a/ TpaHCIOKaMU PEUIIPOKHBIE

0/ TpaHCIOKaIMU POOEPTCOHOBCKHUE
B/ UHCEPLIUU

r/ ’HBEpCUU

85



15. AHanu3 «HOPUBBIYHOTO HEBBIHAIIMBAHUS  OEPEMEHHOCTH
MOYHO MOCTABUTh MPU CAMOIPOU3BOJIbHBIX MPEPHIBAHUSIX

a/ 2 m 6osiee OepeMeHHOCTEH
0/ 4 n 6onee GepeMeHHOCTEN
B/ 5 1 0oee 6epeMeHHOCTEN
r/ 3 u 6onee OepeMeHHOCTEH

16. Ilporno3 mnga peanu3alud PENPOIYKTUBHOM (DYHKIMU B
3HAYTEJIbHOW CTETIEHH 3aBUCHUT OT:

a/ BUJla XpOMOCOMHOM NIEPECTPOUKHU

0/ pa3mepa XpOMOCOMHOM NIEPECTPOIKH

B/ HE 3aBUCHUT OT BH/Ia BOBJICUCHHBIX XPOMOCOM
I/ BCE MEPEYUCIEHHOE HEBEPHO

17. Cynpyxeckum mapaM ¢ OeCIUIogUueM M HEBbIHAIIMBAHUEM
OCpPEMEHHOCTH TIEPBUYHO B KA4eCTBE OOCIEIOBaHUS HEOOXOIUMO
Ha3HAYUTh:

a/ XpPOMOCOMHBIA MHKPOMATPUYHBIA aHaIHM3 (MOJICKYJISIPHOE
KapUOTUITUPOBAHKUE)

0/ cpaBHHTENBbHAS TeHOMHAsS ruopuan3anus (CHG)

B/ CTAHAAPTHOE KAPUOTUIIMPOBAHKE

r/ IPOBEACHUE BBIIIE MEPEUUCICHHBIX METOAUK OECCMBICIIEHHO

18. XpomocoMHbIi MuxkpoMmatpuuHbli aHamu3 u  CHG He
BBISIBJISIOT:

a/ cOamaHCUPOBAHHBIC TEPECTPOUKH XPOMOCOM

0/ n36brTok JIHK B onpeneneHHbIX JOKycax XpoMOCOM

B/ HepgoctaTok JIHK B omnpeniesieHHBIX JOKycax XpoMOCOM
r/ BCE MEPEYUCIEHHOE BEPHO

19. Jlna  HopMampHOrO  mojuMopduszma  (rerepoMopdusma)
XpPOMOCOM XapaKTEPHO:

a/ coaep)kaHWe Ha XpPOMOCOME Te€TEepPOXPOMATHHOBOTO OJIOKa,
KOTOPBI HE COJICPKUT KOIUPYIOKMX nocienoBarenbHocrent JJHK

O/ mnpu HaAcIeAOBaHUU OT POJUTENIEH K JETAM OTCYTCTBYET
U3MEHeHHe ux heHoTumna
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B/ YBCIIMUCHUC  YaCTOTbl HCBBIHAIIWBAHUA 6ep€MCHHOCTI/I n

oecruIoaus
r/ YBEJIMYEHHUE YaCTOThI pAHHEN HEOHATAIIbHOM CMEPTHOCTU

20.  IlpoBeneHue  WHBA3WBHOM  IPEHATAJIBHOM  JHMArHOCTHUKH
CIIOCOOCTBYET:

a/ Ipo()UJIAKTUKE POXKACHUS JETEH C XPOMOCOMHBIMU aHOMAJUAMHU U
MHOXECTBEHHBIMU MOPOKAMH Pa3BUTHUS

0/ BBISIBJICHUIO TIOPOKOB Cep/Iilia y Ijioaa

B/ pa3BUTHIO PETPECCUPYIOIICH OEPEMEHHOCTH

r/ BCE MEePEYUCICHHOE HEBEPHO

21. Meromgom BBIOOpA JIMAaTHOCTUKH cOaaHCUPOBAHHOMN
TPaHCIIOKAIIUU SIBJISFOTCS .

al Y3U

6/ XpOMOCOMHBIF MUKPOMATPUYHBIN aHATIN3 aOOPTUBHOTO MaTepHalia
B/ IUTOr€HETUYECKOE UCCIIEIOBAHUE

r/ BepHo O/ u B/

22.  llpu BbIsiBIEeHUU CcOANaHCUPOBAHHOW TPAHCIIOKALMU y OJHOTO
U3 CYNPYTrOB POXKIEHUE 3J0POBOr0 peOeHKa ¢ OOJIbIIEH CTENEHBIO
BEPOSITHOCTH BO3MOXHO B pe3yJIbTaTe:

al CIIOHTaHHO HACTYIUBIICH OEPEMEHHOCTH

6/ OKO ¢ npeauMIIIaHTaIlMOHHON T€HETHYECKOU TMarHOCTHKOU
B/ BPT ¢ ncnonp3oBaHueM JOHOPCKUX raMeT

r/ BEpHO TOJBKO a/

23.  Puck poxneHus pebeHka ¢ cuHApoMoM JlayHa mpu Hamuyuu
pOOEPTCOHOBCKOM TPAHCIOKAIIMKU COCTABIISIET:

al 15-20%
6/ 13-18%
B/ 20-25%
r/ 7-10%
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24,
TpaHCIIOKAITMEH IMOKa3aHO 00CIIeIOBAHIE

[Ipy OepeMEeHHOCTM Yy TALUUEHTOB C POOEPTCOHOBCKOM

al Y3U sxcnepTHOTO Kitacca
0/ HBa3MBHAs MpEHATAIbHAS JUATHOCTHKA
B/ MPT

r/ BepHO a/ 1 0/

25.

Kpoccunrosep - 3to:

al IoBOpoOT y4acTka XpomMocoMbl Ha 180 rpaaycoB

0/ 0OMeH TeHeTHYECKMM MaTepHajIOM MEXK,Ty TOMOJIOTHYHBIMU
XpOMOCOMaMH

B/ BHJI TPAHCIIOKAILIMH, TP KOTOPOH YacCTh XPOMOCOMBI
nepecTpanBaeTcs Ha APYTYIO

r/ 00pazoBaHue 3MOPHOHA C HOPMAITLHBIM XPOMOCOMHBIM Ha0OpOM

26.

MOJIIEXKAT:

O0s3aTeIbHOMY MEIUKO-TEHETUYECKOMY KOHCYJIbTUPOBAHUIO

al ceMbH, B KOTOPBIX YK€ MMEJIACh HACACACTBCHHAS aTOIOTUs
0/ Bce auIla HE3aBUCHMO OT I10JIa M BO3pacTa

B/ yacTo OoJIeroIINE IETH

r/ BCe HOBOPOIKIECHHEIE B POAIOMAX

217,

KOJIMYECTBCHHBIN COCTAB XPpOMOCOM SABJIAIOTCH.

OCHOBHBIM METOJ0M 151 N3Yy4YCHHA CTPOCHUA n

al KIaccu4ecKkoe KapHOTUITHPOBAHHUE

0/ FISH-nnarsocruka

B/ M3YYCHUS YaCTOTHI CIIOHTAHHBIX MyTaI[Ui
I/ MOJICKYJISIPHOE KApUOTHITMPOBAHUE

28.

C nomompio FISH-auarnocTiku mpoBoaUTCS

al TMarHOCTHKa MUKPOCIICIIMOHHBIX CHHIPOMOB

0/ nmuarnoctuka cuaapoma Bonbda-XupiuxopHa

B/ IpeAMMILIAHTAlIMOHHAS TeHETHYECKas TMarHOCTHKA
1/ BBINTaJICHUE HYKJICOTH 1A
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29. C nomornisto XMA MOXHO OTpe/IeTUTh.

al YnCI0BBIC aHOMAIMH XPOMOCOM, JCIECINHN, YUK
o/ TpurutonuN

B/ TeTparuIonauu

r/ BCe MEPEUYUCIICHHOE BEPHO

30.  Myramuu - 3T0:

al M3MeHeHUs (CHOTUITUYECKOIO MPOSBICHHUS T'€HA IOJ JCHCTBHEM
(baKkTOpOB OKpY KaIOIIEH Cpebl

0/ n3MeHeHus1 (HEHOTHIIMYCCKOTO MPOSBICHUS T'€HA IO JCHCTBHEM
U3MEHEHHOW CUCTEMBI TEHOTHIIA

B/ KA4YeCTBCHHBIC, TIPEPBIBUCTHIC, YCTOWYUBHIC HW3MCHCHHUSI B
TEHOTHIIE, TIEPEAAOIINECS TTOTOMCTBY

I') KOJMYECTBEHHBIC U3MEHEHUS (PEHOTHIMA, KOTOPhIC TEPEAAIOTCS TI0
HACJIEACTBY,

00pa3ysi HeNPEPbIBHBIE PSIbl UBMEHYMBOCTH

31. Ilpum HaIM4YMM TPUBBIYHOTO HEBBIHAIIMBAHUS OEPEMEHHOCTHU
aJrOpuTM 00CJIeIOBaHMS B TOM YKCJIC BKIIIOUACT:

al BeIABIIEHHE XPOMOCOMHBIX aHOMAIIUI 3MOPHOHA
0/ nccaenoBaHUE KapHOTHIIA POIUTEIICH

B/ oociienosanue Ha UIIIIII

r/ BCE MEPEUNCIEHHOE HEBEPHO

32.  Anroput™m oOcCieAOBaHUS TMPU HAJWYUU HEpa3BUBAIOIICHCS
OCpPEMEHHOCTH BKJIFOUYAET:

al He0OX0IMMOCTh TeHETUYCSCKOT'O UCCIICI0BaHMS a0OPTHBHOTO
Marepuana

0/ mpoBeneane XMA )i OIICHKHA XpOMOCOMHOI'0 Habopa
AMOpPHUOHA/TII0 A

B/ IPOBEICHNE CTAHIAPTHOTO KAPHOTUITHPOBAHUS

r/ IpoBeICHUE UCCIICIOBAHUS XOPUOHA METOIOM JICKTPOHHOU
MHUKPOCKOITHH

89



33.  Cungpowm /[layna - aro:

a/ Tpucomus 1o 21 xpomocome

0/ TpaHCIOKaIMsA XpOMOCOMBI Ha 15 1 14 XpoMOCOMBI
B/ MO3aWYHBIN BapUAHT CUHIPOMA

r/ TpucoMusi 18 XpOMOCOMBI

34.  Jlna cunapoma DBapiaca XapakTepHO:

a/ HaJIM4uue MHOYKECTBEHHBIX MOPOKOB PA3BUTHUS IMOPUOHA/TIIIO A

0/ TpaHCIOKaIMs XpOMOCOMBI Ha 15 1 14 XpoMoCcOMBI

B/ ICBOYKH C CUHIPOMOM DJIBapjca poKaaroTcs B 3 pas3a yaile, 4eM
MaJIbYUKH

r/ Tpucomust 18 XpoMOCOMBI

35.  Jlma cunapoma Ilatay xapakTepHo:
a/ Tpucomus o 13 xpomocome

0/ HamMure yMepeHHOM MUKpoiehaInu
B/ MUKpO(TaIbMHUS U KOJIOOOMaA

I/ TIOMAOAKTAINS

36.  Jlma cungpoma Bosbda-XupiixopHa XapaKTepHO:

a/ snuiencus

0/ MUTOXOHIpUaIbHAs TUCPYHKIUS

B/ pe3kas nedopmaliius cTomn

r/ B 80% Hanuuue neaenuu KOpoTKOro mieda 4 XpoMOCOMbI
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ITAJIOHBI OTBETOB K TECTOBBLIM 3aJaHUAM
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TECTOBBIE KIIMHUYECKHUE 3AJIAYHN

1. XKenmuna, 32 netr oOpaTuiach Ha KOHCYJIbTAIMIO B CBSI3U C
HEBBIHAILIMBAHUEM OEpEeMEHHOCTH (HEepa3BUBAIOMIASCS OEPEMEHHOCTh B
cpoke 8-9 Henenb). IIpu BBIMOJIHEHUM KJIACCUYECKOTO KapUOTUITUPOBAHUS
a0OPTUBHOI'O MaTepualia KapuOTUIT IMOpPHOHA ObLT onpeaesieH Kak 46,XX.

Yro 061 BbI MOCOBETOBAIM TAHHOM ITAIIUEHTKE?

OtBer. OO0caeI0BaHUA, PEKOMEHI0BAHHbLIE IPH HEBbIHAINMBAHUHU
oepemennoctu (Y3U TV 3]I; oOcaenoBanme nHa ADPC; HIIIIII;
o0cjief0BaHNe TUPEOUTHOTO CTATyCa), YYUTHIBAsl, YTO B Aa00PTUBHOM

MaTepuaJjie onpeaejeH HOPpMAJIbHbIA KapuoTHII SMOPHOHA.

2. YV OKEHIMHBI TpH MCCICAOBAaHUU KapUOTHUIIA BBISBIICHA
cOanancupoBaHHas PoOepTcoHoBckas TpaHciokauus 45XXt (21,14).

Onpenennure XpOMOCOMHBIA CHHAPOM Y peOSHKa:

Otser. Cunapom /layna.

3. O0Oparmiach ceMbsi, B aHaMHE3€ KOTOPOM pOXKIeHHE peOeHKa ¢
Oone3Hpio JlayHa W TSOKENIBIM BPOKJICHHBIM TIOPOKOM cepiama. PeGeHok
yMmep B Bo3pacTe 3-x mecsieB. [Ipu oOcnenoBannu poauTesiel BBISBIICHO,
YTO MaTh peOEHKa - HOCUTEIbHMIIA XPOMOCOMHOM TpaHciokauuu 21/21.
KakoBa BeposiTHOCTH poxJieHUsI peOeHKa ¢ 0ose3Hblo JlayHa B JaHHOM

ceMbe?

Otsert: 100%0.
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4. Obcnenyercsa AeBOYKa C mojo3peHueM Ha cunapoM llartay. Ilpu
aHaJM3€ KapuOTHUIIA Bbl BBISIBWIIM TpUCOMHUIO IO 13 xpomocome. Caenanrte

CUMBOJIMYCCKYIO 3aIIuCh KapuoTuiia CJICAYIOLICTO HHIWBHUAYYMA.

OtBet: 47, XX, 13+.

5. Kenmuna, 21 romga oOpaTuiach Ha KOHCYJBTAIlMIO B CBSI3U C
HEBbIHAIIIMBAaHUEM OepeMEHHOCTH (HEpa3BUBAIOIIASCS OEPEMEHHOCTh B
cpoke 7-8 Henenb). [Ipy BBIMOJIHEHUH KJIACCUYECKOTO KapUOTUITUPOBAHUS
a0OpPTUBHOTO MaTepHuaja KapuoTUIl SMOpHoHa ObLT omnpeaesieH kak 45X Xt
(21).

Bamm pexomenganum no peajinzanuu pernpoayKTuBHON QyHKIMN?

Otsger. Pemenue BOIIPOCA ] NMPOBeACHUHU BPT c
NMPEeMMILIAHTAIMOHHBIM TECTUPOBAHUEM 3MOPHUOHA, YYUTHIBAA, YTO B
a0OpTHBHOM MaTepHuaJjie omnpeaegaeH cunapom Jlayna (Haan4due

YHCJI0BOM AHOMAJIUU XPOMOCOM) IMOPHOHA.
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