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HOUTOI'EHETUYECKHUE ®EHOMEHBI PEITPOAYKTHUBHBIX
HAPYUIEHUN Y CYIIPYKECKHUX ITAP

Pe3tome. Bonpoc napyuwienust penpodyKmugHoOU (yHKYUuL 8 CYynpyiIcecmee s8usemcs 20Cy0apCmeenHol
u coyuanvrol npodoaremamu. K uucny nayuenmoe ¢ maxumu HApyweHuamu OMHOCIM CYRPYiIcecKue napvl ¢
becnioduem, HeB8bIHAWUBAHUEM OEPEMEHHOCMU, POXNCOeHUeM DeDeHKd, umMerwec0 NOPoKU pa3eumus Uil
MUKDOAHOMATUU.

Yposenv becnnoous 6 Yrpaune cocmaensem 15-20%, bepemennocms Hacmynaem, HO 3aKAHYUBAEMCS
mepmeopodicoenuem — 6 10% cayuaes, y 10 — 25% cynpyosceckux nap Habarooaom emopuinoe becniooue.
Yacmoma 6ecnnoous — om 10-15% 0o 18-20%, aenaemca kpumuueckoll 01 20cy0apcmea — 3mo YpPoeeHb
oenonynayuu. OOHOU U3 NPUYUH PENPOOYVKMUBHBIX HAPYUIEHUI V) CYNPYHCECKUX NAP MOdcem Obimb HAAuYlUe
COANAHCUPOBANHBIX ~ XPOMOCOMHBIX — nepecmpoek. Hocumenu maxkux nepecmpoex enomunuyecku
HOPMATbHbL, HE CIpPAaoaron CHUNCEHUeM UHMENLLIeKmMa Wil RCUXUYECKUMU PACCMPOUCmeamu, a HapyuleHue
PENPOOYKMUBHOU (DYHKYUU NOPOLL CLYHCUM eOUHCMBEHHBIM NPOSIGTIeHUEM OAHHOU NAMOIO2UL.

Ieny. HUzyuenue namonoeuu XpoMOCOMHO20 annApama 6 Zpynne CYHPYJCECKUx nap, uUMeiouux
npoodemy penpoOyKmueHo20 300P08bsi.

Mamepuanst u memoowt ucciedosanuit. bvino nposedeno comamo-zenemuueckoe, KIUHUKO-2eHEAN02U-
yeckoe U YumozeHemuieckoe 00Cied08anue CYNpyjiceckux nap ¢ OUAcHO30M HesblHaulugaHue Oepemen-
Hocmu, 6ecnioouem u podxcoenuem pebenka ¢ MBIIP 0nsi meduko-2eHemuuecko20 KOHCYIbMUPOBAHUS C
Yenbl0 GLUSICHEHUsL NPUYUH HAPYUEeHUs. PEnpOOYKMUBHO20 300p06bsi U OdlbHeuulell NpeKoHYenyuoHHouU
npoGuUIAKMuUKU.

Pezynomamol uccnedosanuii u oocyxycoenue. bvino obciedosano 46 cynpysiceckux nap, 0OuH u3
Napmuepos 8 KOMopPvlx umesn Xpomocomuyio anomanuro. Cpeou ocobennocmell Kapuomuna Hauboiee 4acmo
ecmpeuanucy pobepmconogckue mpauciokayuu — 10 uenogex (umo cocmaesnsem 21% obHapydceHHvIX
anomanui);, coanancuposanHvle mpancioxayuu — 14 uenosex (umo cocmasisem 30% om ecex 3agux-
CUPOBAHHBIX nAMOao2Ull Kapuomuna), uneepcuu — 6 uenogex (13%); xonvyesvle — 2 uenoseka, mMapKepHvie
Xpomocomul — 2 uenogexa, anomanuu 2onocom — 8 cayuaes (21%).

Bb1600b1. 3nanus o nanuuuy y nayuenmos pasiuiHbix XpOMOCOMHBIX NEPECMPOEK (YUMO2eHemu4ecKux
henomernos) mozym cmams OCHOBAHUEM OJisi HEKOMOPBIX NPODUIAKMUYECKUX Mep U 0YOym cnocoocmeo-
8amMb YBeIUUEHUIO Pe3yIbMAMUBHOCIU leyeHus. Imo noomeepacoaem HeobXxo0UMOCHb NPOBEOeHUs. KadiC-
00U cynpysceckou nape ¢ Hapyulenuem penpooyKmueHoOU QyHKYuu MeOuKo-2eHemuyecko20 KOHCYIbmU-
POBAHUSL C 0053AMENbHBIM KAPUOMURUPOSAHUEM.

KunroueBsble cinoBa: coanancuposanmvie peyunpokHvle MpaHciokayuy, podepmcoHO8CKUe MPAHCIOKAYULL,
UHBEPCUU, KOTIbYEBble XPOMOCOMbL, MAPKEPHBLE XPOMOCOMbL, KAPUOMUN, PENPOOVKIMUGHbIE HADYULEHUSL.

BBEJEHUE
Bonpoc nHapymieHusi penpoayKTUBHOH (yHK-
LUH B CYIPY)XECTBE SBIISICTCA TOCYIApPCTBEHHOW H
couuanbHoi mpobiemamu. K ymcny manmeHToB ¢
TaKUMH HapyIIEHUSMU OTHOCAT CYNPY)KECKHE
mapel ¢ OecruronueM, HEBBIHAIMMBAHUEM OepeMeH-
HOCTH, POXIEHHEeM peOeHKa, MMEIOLIEr0 MOPOKH

Pa3BUTHA WM MUKPOAHOMAIIUH.
YpoBeHp Oecrionuss B YKpawHE COCTaBISET
15-20%, GepeMeHHOCTh HACTyHaeT, HO 3aKaHYUBa-
eTcst MeprTBopoxkaermeM — B 10% ciydaes, y

10-25% cympyxeckux map HaOIIOAaI0T BTOPUIHOE
oecrutonue. Yactora Oecrmogus — ot 10-15% no
18-20%, siBA€TCS KPUTHYECKOH U1 TOCY1apCcTBa —
3TO ypOBEHb AEHOMYJIAIUH (BBIpOXKaAeHHS) [3].
OTHONOTUST HEBBIHAIIMBAHUS OCPEMEHHOCTH
pa3HooOpa3Ha W 3aBUCUT OT MHOTOYHCIICHHBIX (Dak-
TOPOB, JCUCTBYIOIIUX OJHOBPEMEHHO WM IIOCIIE-
JoBaTelbHO. ['eHeTMYeckWe TNPUYMHBI UTPAIOT
0OJIBIIYI0 POJIb TPU PENPOIYKTHBHBIX TOTEPSX.
Okono 50% mocneqHuX MPUHAIJICKUT XPOMOCOM-
HBIM M T€HOMHBIM MYTaIlUsM, a 3MOPHOHBI C XpO-
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MOCOMHBIMHU aHOMAJIMSIMHU COCTaBIAIOT 10 73%
cpenu abOpPTOB HA paHHUX CPOKax OEPEMEHHOCTH.
Kak npaBuno, npu rpyObIX XpOMOCOMHBIX HapylIle-
HUSX (TPU- B TETPAIUIOANS) OEpeMEHHOCTD MPEpHI-
BacTCSI B CBEPXpaHHWE M paHHUE CPOKH (70
3-4 men) [11]. Bonee 95% Bcex BOZHHUKAIOMINX MY-
TaIii 3aKaH4YMBaeTCAd TMpephIBaHHEM OepeMeH-
HocTu. [IpumepHo y 3-5% cynpyroB ¢ MpUBBIYHBIM
HEBBIHAITMBAaHHEM OepeMEeHHOCTH W OecIuiomuemM
O0HApY)XMBAIOTCI  XPOMOCOMHBIC  aHOMAJIUH,
CaMbIMH YaCTBIMA U3 KOTOPBIX SBIISIOTCS CTPYK-
TYpHBIE TIEPECTPOUKH XPOMOCOM (CcOaTaHCHpOBaH-
HbIC PEIUNPOKHBIC TPAHCIOKAIIMKA WU POOEPTCO-
HOBCKHE TPAHCJIOKAINH, WHBEPCHU, KOJBIIEBBIE
XpOMOCOMBI, MapKepHBIE XpoMocoMBl) [1, 4].

Hocurenn takux mepectpoek (heHOTUITUIECKH
HOpPMAaJTbHBI, HE CTPA/Ial0T CHIDKEHHUEM HMHTEIIEKTa
WM TICHXUYECKUMU PacCTPONUCTBAMU, a CHIDKCHUE
PENPOAYKTUBHOTO TMOTEHIMAIa TIOPOU  CITYKHUT
SIMHCTBECHHBIM TIPOSBICHUEM NAaHHOW MATOJOTHUU
[5, 7]. OTO CBA3BIBAIOT C TEM, YTO y HOCUTEIEH
XpPOMOCOMHBIX aHOMaJHii Oojiee BBICOKa Bepo-
SITHOCTh (DOPMUPOBaHUSI HECOAIAHCUPOBAHHBIX U
aHEYIUIOUAHBIX raMer [2].

HEJb PABOTBI
W3yueHue naToJorud XpoMOCOMHOIO almnapa-
Ta B IPyMIE CYNPYKECKUX Map, UMEIOIUX Mpodie-
MY PENpOAYyKTHBHOTO 310POBBSI.

MATEPHAJIBI 1 METO/1bI
HUCCJEIOBAHUN

beuio  mpoBeneHO — cOMAaTO-T€HETHYECKOe,
KITMHUKO-TEHEaJOTMYeCcKoe U ITUTOT€HETHUECKOoe
oOcnemoBanue cynpyseckux map. Llurtorenernyec-
KO€ HCCIEeI0BaHUE MPOBOAUIOCH METOAOM KYJIBTH-
BHPOBaHUS JTUMQOIHUTOB TMepUPEePUICCKON KPOBH
M0 CTaHJAPTHBIM METOMuKaM [5, 6], BKIOUas
KyJIFTUBHUPOBAaHHE KJIETOK in Vitro, IPUrOTOBICHHUE
XPOMOCOMHBIX IIPENapaToB C IPUMEHEHUEM PyTHH-
Horo u audepennmansHoro okpamuBanus (GTG-
u CTG-meTomoB), a Takke aHajgu3a KapUOTHIA
METOIOM CBETOBOM MHKpockomuu. IIpemapaTs
MeTa(azHbIX XPOMOCOM aHAIU3UPOBAIUCH TPH T10-
MOILIM KOMITBIOTEPHOH TUArHOCTHYECKOH CHUCTEMBI
MetaSystems pupmsbl Zeizz.

Ot6op MeTada3HBIX IDIACTHHOK IS ITUTOTE-
HETUYECKOTO aHalln3a, KIAacCU(DUKAIMI0O U yYeT
XPOMOCOMHBIX BapHaHTOB MNPOBOAMIM MO OOIIe-
OPUHATBIM ~ CTaHIapTaM. 3anuch  aHanM3a
MIPOBOJIMIIM 110 MEKIYHApOAHON HOMEHKIaType [5].
st KaKaoro malueHTa aHadu-3upOBalId HE MEHee
30 mertada3HbIX TUIACTUHOK. Pe3ynbTaThl IUTOTeHE-
THUYECKOTO HCCIIECAOBAHUS IIPEACTABICHBI B TaOIHIle
(Tabm. 1).

Tabauya 1

THumBl XpOMOCOMHBIX aHOMAIIMH B KAPUOTHITAX 00CIETOBAHHBIX
MY’KYHMH 1 )KSHIIHH U3 CYTPYKECKUX Tap

XpOMOCOMHBIE .
I'eneTnueckuil aHamHe3 Kapuorun
AHOMAJIMU
1 2 3
2 caMONPOU3BONBLHBIX a60pTa 45,XX.der(15;22)(q10;910)
5 caMOnpOU3BOJIEHBIX a00PTOB 45,XX,der(14;14)(q10;910)
[lepBuuHoe Oecrutomue (MyKCKOH (hakTop) 45,XY,der(13;14)(q10;q10)
4 3amepiine GEPEMEHHOCTH 45,XX,der(13;14)(q10;q10)
PobGeprconosckue | Poxxnenne pedenka c MBITP* 45,XY,der(13;14)(q10;q10)
TPaHCIOKALUU 2 caMONPOM3BOJIBHBIX a00pTa 45,XY,der(13;14)(q10;q10)
3 caMONpOU3BOJILHBIX a00pTa 45,XX.der(15;21)(q10;910)
2 caMONPOM3BOJIBHBIX abopTa 45,XX,der(13;14)(q10;q10)
YV nepBoro pebenka 6ose3nb JlayHa 45,XX,der(14;21)(q10;q10)
[TepBuuHoe Oecrutoame (My»)CKoH GakTop) 45,XY,der(13;14)(q10;q10)
HeBriHanmBanne 6€peMEHHOCTH 46,XX,1(1;5)(q44;q14)
HepblHamuBanue 6EPEMEHHOCTH 46,XY,1(6;15)(927;q14)
HepblHamMBaHue 6EPEMEHHOCTH 46,XX,t(3;14)(q22;932)
2 caMOIIPOM3BOJIBHBIX a00pTa y JKEHBI 46,XY,t(1;13)(p36.3;q13)
CoanancupoBannbie | Bropuunoe 6ecruionne, MBITP* mmona 46,XY,1(5;14)(q13;932)
TPAHCIIOKAINU Becruionue 46,XY,t(4;8)(q13:924.3)
HesblHalmBanie 6epeMEHHOCTH 46,XY.,1(4;15)(p15.3;925)
HeBblHamMBaHue 6EPEMEHHOCTH 46,XY,t(13;16)(p11;q12)
3amepiuas 6epeMEHHOCTh 46,XX,1(6;8)(p21.2;924.2)
2 caMONIPOU3BOJILHBIX abopTa 46,XY,t(2;9)(p13:p23)
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Oxonuanue maon. 1

1 2 3

2 3amepine 6epeMeHHOCTH, 46,XX,t(9;14)(q32;9q12)
2 caMONPOM3BOJIBHBIX a00pTa
2 caMOTpOM3BOJILHBIX abopTa 46,XY,1(3;5)(q29;934)
2 3aMeprire OepEeMEHHOCTH 46, XX,1(7;11)(q11;913)
3amepias 6epeMEHHOCTh 46,XX,t(1;15)(p36.3;q22-26)
becnonue 46,XX,inv(2)(p25922)

Vnsepcin HesbiHammBanne 06epeMeHHOCTH 46,XY,inv(7)(p21g22)
3amepias 6epeMEeHHOCTh 46,XX,inv(8)(p22q13)
CaMoIpon3BOIBHBIH a00PT 46,XX,inv(8)(pl1ql3)

Kombiessie HepbiHammBanue 46,XX,r(14)(q11;q32)
3amepiuas 6epeMeHHOCTh 46, XX,1(21)(p11.2;922)

MapKkepHbic Heppinammupanue 47 XX, +mar
Bropuunoe Oecruionne 47 XY ,+mar
[TepBuaHoe Oecrurozme mos45,X[9]/46,XX[24]
[TepBuunoe Gecrutoane mos45,X[5]/47, XXX[2])/

46,XX][24]
Bropuunoe 6ecruionne mos47,XXX[3]/46,XX][27]
[Teprunobeciiionue mos45,X[15]/46,XX[17]
3amepias 6epeMEHHOCTh mos47,XXX[5]/46,XX][25]
HeBblHammBanue O€peMEHHOCTH 47, XXX
AHOMAITNH MOJOBIX MBIIP miona 47.XXX

XpOMOcoM Becronme 46,X,del(X)(g26)
HepprHammBanne 66peMEHHOCTH 46,Xinv(X)(q13—pter)
IlepBuuHoe Gecnyioaue, aCTeHOCHEPMHUs 46,X,inv(Y)(ql1ql2)
becnnonue mos47,XXY[29]/46,XY][2]
becmionue 47 XXY
becmionue 47 XXY
becmumonme 46,XX(y My>KIIHBI)

Ipumeuanue: *MBIIP — MHOXeCTBEHHBIE BPOKICHHbBIE IOPOKU Pa3BUTHAL.

PE3YJIbTATHI UCCJIEJJOBAHUI U
OBCYKJIEHMUE.
[{uTorenernyeckoe MccleAOBaHUE OBLIO TPO-
BEJIEHO CYTIPYKECKUM T1apaM, KOTOpbIe 0OpaTHIINCh
B XMCMI'L] — IP(O)3 ¢ nuarHo3oM HEBHIHAIIH-
BaHHE OEpEMEHHOCTH, OECIUIONNEM U POXKICHUEM
pebenka ¢ MBIIP (MHOXECTBEHHBIC BpPOXKICHHEIC
IIOPOKM PAa3BUTHA) I MEAUKO-TEHETHYECKOTO
KOHCYJIFTUPOBAHUSl C LIENbIO BBLICHEHHS MPHYUH
HapylIeHUs PENpOIyKTUBHOTO 370POBbS U JAllb-
HEUIIel MpeKOHIIETIIIMOHHON PO MITAKTHKH.
EsxeronHo B IIMTOTreHETHUYECKON J1a00OpaToOpuH
XMCMI'T[ - [P(O)3 mpoBoauTcs KapHOTHITHPO-
BaHue nopsaka 500 cynpykeckux map, y KOTOPBIX
BBIABJIAIOTCA PA3JIMYHBIC XPOMOCOMHBIC aHOMAJINHU.
Hamu Gputo oToOpaHo as onucanus 46 cyn-
pY)XKeCKuX Tmap, OJUH W3 TMapTHEPOB B KOTOPBIX
MMeNI XpPOMOCOMHYI0 aHoManuioo. Cpeau ocoOeH-
HOCTEH KapHoTHIIa HanboJiee 4acTO BCTPEYAJHCh
pobepTcoHOBCcKkHe TpaHcimokamuu — 10 dYenoBek;
cOalaHCHpOBaHHBIC TPAHCIOKAIMK — 14 YeIoBeK;
WHBEpCUU — 6 YeIOBEK; KOJIbLIEBbIE — 2 YelOBEKa;

MapKepHbIe XPOMOCOMBI — 2 YeJIOBEKa; aHOMaJHU
TOHOCOM — § CITy4aeB.

PoGepTcoHOBCKHE TpaHCIOKAMM HaWIOEeHBl y
10 mammentoB (uto cocraBusieT 21% oOHapyxeH-
HBIX aHoMmaiuii). Bapuantel poOEpPTCOHOBCKUX
TPaHCJIOKaUUi# HEe HMMEIOT IOJOBOrO INpH3HAKA H
BCTPEUAIOTCSI C PAaBHOM YacCTOTOM, KaK y MY>KUUH
TaK M y )KEHIIWH. Y BCEX MYKUMH M3 00Cie0BaH-
HBIX map Obul oOHapyxeH kapuotun 45, XY,der
(13;14) (q10;q10), y AByX W3 KOTOpPBHIX B T'€HETH-
YEeCKOM aHaMHe3e OblJI IIOCTaBJICH JUarHo3 OecIuio-
e [ (Myxckoit ¢pakTop). ¥ IByX IpyTrux MyKUUH
C TakUM >K€ KapuOTHUIOM OBUI IHarHo3 Mpu
oOpalleHu XpPOMOCOMHAsl MAaTOJOTHsA y IIEPBOTIO
pebeHKa ¥ MHOXECTBEHHBIC BPOXJICHHBIE MMOPOKH
pasBuTHA y mioAa. Y JKEHIIUH U3 aHAIU3UPYEeMOi
TpymIbsl ObUTH pa3iudHBIE BapHaHTBl POOEpTCO-
HOBCKUX TPaHCJIOKAIW, y BCEX OBUI JWarHo3 Mpu
HanpaBJieHUM HEBBIHAIIMBaHWE OepeMEHHOCTH. Y
KEHIIMHBl U3 CYNPYKECKOH Mapbl ¢ KapHOTHIIOM
45,XX,der(14;14)(q10;q10) B amamHe3e HaOIIO-
JAJIOCh 5 CaMOIIPOM3BOJIBHBIX a0OpPTOB. Y mamu-
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eHTku ¢ kapuoturoM 45,XX der(14;21)(q10;q10) B
aHaMHe3e ObUIO pOXKICHHE peOCHKa ¢ OOJIE3HBIO
HayHa.

Camyro OoipIIyto Tpymimy o00CIeI0BaHHBIX
COCTAaBWJIM TAllMEHTHl €O CcOaJaHCHPOBAHHBIMU
TpaHCIOKAaUMAMU B Kapuotune. X crnekTp oueHb
LIUPOK, U OHU YHUKaJbHBL. BeiaBieHo 14 ciyudaes,
gto coctaBmieT 30% oT Bcex 3adUKCHPOBAHHBIX
maroyioruii kapuotuna. M3 HuUX 6 JKEHIMH U 8
MYy>X4UH. Y TAIMEeHTOB 3TOW TPYMIIEI BO3PACTaeT
BEPOSTHOCTh POXKACHUS JAETEH C XPOMOCOMHOM Ma-
TOJIOTHEH, MOHOTEHHBIMU 3a00JIEBAaHUSIMH, BPOXK-
JCHHBIMU TIOPOKAMH pa3BUTHS, a Takke c 0oje3-
HAMHM T€HOMHOro ummpuHTUHra [8, 9]. Hocureaun
CTPYKTYPHO aHOMAJIBHBIX XPOMOCOM SIBJISIFOTCS
TPYNION TIOBBIIIEHHOTO pPHCKa BO3HUKHOBEHHS
onmHopomutenbckux gucomuit  (OPJI), xotopsie
SBIISIFOTCSL OJHUM W3 TIPOSIBIIEHUI TEHOMHOTO HIMII-
PUHTHHTAa ¥ ONpEAeISIoTCS Kak IudQepeHiu-
aNbHOE BBIPAXKEHHE TEHOB HAa OCHOBE WX POJIH-
TEIBCKOTO TIponcxoxaeHus [10].

B xapuoTHIie ManyueHToB ¢ PENpoayKTHBHBIMU
MOTEPSMU WHBEPCHM HAONIOAAINCh B 6 cCiIydasx
(13%). Ilpu Takoii mepecTpoiike HE MPOHCXOIMT
[OTepH TEHETHYECKOTO MaTepuaja, MOdTOMY
WHBEpPCHH, KaK MpPaBUIIO, HE BIUSAIOT Ha (HEHOTHII
Hocutensd. OQHAKO, €CIIi Y TEeTePO3UroT 10 UHBEP-
cusiM (TO ecThb y OpraHu3Ma, HECyIIero Kak Hop-
MaJbHYIO XpOMOCOMY, TaK W XpOMOCOMY C
HMHBEpcHEl) B Mpoliecce raMeToreHesa npu Menose
MIPOMCXOANT KPOCCHHTOBEpP B MpeeNax WHBEPTH-
POBAHHOTO y4YacTKa, TO CYLIECTBYET BEpOSTHOCTH
(opMHpOBaHMsST aHOMAaJbHBIX XPOMOCOM, 4YTO B
CBOIO OYepe/b MOXKET MPUBECTH K YACTHYHOU 3ITH-
MUHAIINH TIOJIOBBIX KIIETOK, a Takxke (hopMupoBa-
HUIO TaMeT ¢ HecOamaHCHPOBAHHBIM ICHETHUECKIM
MaTepHaIoM.

Kak BumHo w3 Tabm. 1, MapkepHBIE Xpo-
MOCOMBI OOHapykeHbl y 2 manueHToB. [Ipobnema
MPOUCXOXKIEHHUS 100aBOYHBIX XPOMOCOM M CBSI3H
HX C OINpPEIENICHHON KIMHUYECKON KapTUHON Hemoc-
TaTOYHO M3y4YeHa. JTHU XPOMOCOMBI 4acTO Cerpe-
THPYIOT B CEMBE M Y OTIENbHBIX €€ WIEHOB MOTYT
BBI3BIBATH BPOJK/ICHHBIE TIOPOKHM PAa3BUTHSA, YMCTBEH-
HYI0O OTCTaJOCTh W HapyIIEHWS pPENpOayKTHBHON
¢yHkmH. B TO ke Bpems ciydau TaKWX HapyIIeHHH
y APYTUX YWICHOB CeMbH He 3a()UKCUPOBAHBIL.

CramnmaptHoe KapuotunupoBanme mo OI'A
(puTOreMarrIOTHHIH) — CTUMYJIMPOBAHHBIM JIHM-
¢douuTaM KpOBH TIOKa3al0 TaKKe KOJbLEBbIE
xpoMocombl 14 u 21. KomxbueBble XpoMOCOMBI
BO3HUKAIOT B pe3yjibTaTe TOBPEKICHUS TEPMH-
HQIBHBIX YYacTKOB KOPOTKMX M [UIMHHBIX IUICY
XpOMOCOM, TIPOUCXOAHWT yTeps TEHETHYECKOTO
MaTtepuana, 9To (opMUpPYeT Pa3HyI0 KIMHHYECKYIO
KapTUHY, WHAMBHIYaNbHYIO AN KaKIOH XpOMO-
COMBI.

3HAYUTENIPHYIO YacTh HAapyLICHUH PENpOmyK-
TUBHOH (YHKUUM COCTaBISIFOT — aHEYIUIOWIUH
roHocoMm (21%). B Hamux wHccleqoBaHMSIX dYallle
BCEr0 BCTPEYAIHCh TPUCOMHHU IO X XPOMOCOME y
JKEHIIUH — 5 cllydaeB, 3 — MO3aWYHBIX KapUOTHUIIA U
2 — perynspusie popmel. Pexe, cunmpom Ilepe-
meBckoro — TepHepa B Mo3anyHoi (opme (2 ciy-
gas). Hambonee dactoit mx dopmoil y MyXKIUH
apnsgercss cunapoMm KraitHdensrepa. [lo Hammum
JaHHBIM — 3 ciyvasi: 1 — Mo3amuHbId U 2 — pery-
JISIPHBIX KapHOTHIIA.

CTpyKTypHbIE aHOMAJHH TMOJOBBIX XPOMOCOM
SIBJIAIOTCS PacHpOCTPaHEHHBIMH NPUYMHAMU Hapy-
IIEHNsT PEeNpONyKTUBHOW (yHKIMH. B Hamiei BbI-
0opke O00cCIeIOBaHHBIX ITAlIMCHTOB BBISBICHBI 3
aHOMaJBbHBIX KapuoTuma: 2 HHBepcuM X U Y
xpoMocomsbl U 1 nenenns X.

B Tabn. 1 mpexcraBiieH TakKe peaKAN CITydai
MYXKYHHBI C O€CIUIOAMEM, y KOTOpPOTO BBISBICH
kapuotun — 46,XX.

PaccmoTpum cilyyan u3 Hailed MpaKTHKH,
MIPEICTABIIAIONINE KINHUYECKHI HHTEepeC.

Cayuan 1. B XMCMI'L] — IIP(O)3 uenTpom
IUTAHUPOBAaHUS CEMBH W PENPOAYKIHH YeIOBEKa
Obula HampaBlIeHa CeMbs Al MEIUKO-TeHeTHYec-
KOTO KOHCYJIbTHPOBaHHUSI B CBSI3U C OECILUIOAWEM.
Cynpyram ObLJIO IPOBEIEHO COMATO-TEHETHYECKOE,
KITMHUKO-TEHEaJOrMYecKoe W ITUTOT€HEeTHYECKOoe
obcnenoBanue. Xena comarumuecku 3goposa. U3
aHaMHe3a XU3HU My>Ka H3BECTHO, YTO B PaHHEM
BO3pacTe ObUI IOCTaBJIeH AUarno3 — runocnaaus 111
CTEIICHH, B CBSI3M C 4eM ObLJIO MpOBeACHO 4 ome-
patmu. Y3U mpeacTatenbHOR KeNne3sl M OpraHOB
MOUIOHKHM: THUIMOIJIAa3usi O00OMX SHMYEK, aruiasus
IIPaBOTO CEMEHHOIO ITy3BIpbKa, KHCTa CEMEHHOIO
my3bIpbKa. Pe3ynbTaTsl cliepMorpamMmbl — acmep-
musa. ['opmonanbnbiii cratyc: @CI' um scTpanuon
MOBBIIIECHBI, aHTUMIOJIEPOB TopMOoH — 0,08 Hr/mi
(mpu Hopme 1,0-11,0).

Pe3ynpTaTel mUTOreHETHUYECKOTO 0O0C/IenoBa-
HUS CYNpPYroOB: KapHOTHN XeHbl — 46,XX; KapHo-
Ul Myxka — 46,XX. Pe3ynbrarel MONEKYJISAPHOTO
UCCIIEZIOBaHUS CYIpyra TIIOKa3ajdl Hajludue B
reHorune reHoB SRY u AZF xpomocomsl Y. ['en
SRY pacmomaraercs Ha Y-XpoMocoMe, KOIUPYET
OenKoBBIi (PaKTOp pa3BUTHS CEMEHHHMKOB, TaKKe
Ha3bIBaeMbIii OenkoM SRY, KOTOpBIH HHAIUUPYET
pa3BHUTHE MY)KCKOTO oprann3ma. Hammdne nansoro
reHa y My>k4uHbl ¢ 46,XX U onpezenser pa3BUTHE
0 MYXXCKOMY THITy, YTO MOATBEPAMINA MOJIEKY-
JISIpHBIE UCCIIEOBAHNS.

BakHbIM acmeKkToM MpH JAHHOM MNaTOJIOTHH
SBIISIETCS] CBOEBPEMEHHOE NPOBEICHIE INTOTEHETH-
YeCKOr0 M MOJIEKYJSIPHOTO OOCIEeIOBaHUS Malu-
€HTa C LENIbI0 KOPPEKTHON MOCTAHOBKHU JUAarHo3a u
JlalbHEWIIe aleKBaTHOM Teparnuu.

Cayuani 2. B XMCMI'l — IIP(O)3 ¢ uemnsio
MEINKO-TeHETHYECKOT0 KOHCYJIbTHPOBAHHUA ObLIN
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HampapieHsl cynpyrd K. B CBS3M ¢ TEPBUYHBIM
OecriogueM, OOYCIOBICHHBIM MYXKCKHUM  (ax-
TopoM. [lpenBapuTenbHBIA IOHAarHO3 — COEAWHU-
TENbHOTKAHHAs] AWCIIIA3us, OIJIMTOACTEHOTEepaTO-
3oocmepmust. V3 aHamMHe3a U3BECTHO, YTO MPOOaH]
pOAMIICA OT BTOPHIX POJOB, B CPOKe 36 Henenb, ¢
Becom 2700r. IlepBbie 1Be OEPEMEHHOCTH Y MaTepu
3aKOHYMIINCH CaMOIIPOHU3BOJIBHBIMU a0OpTamMHu B
panHeM cpoke. Cubc mnpoOaHma HUMEET IOPOK
pPa3BHUTHSL «paclIeNMHa MATKoro Heba». B Opaxe
npobaHga OEpeMEHHOCTh HE HACTyTajla B TECUCHHE
roja, Cynpyru oopatwiuck B LleHTp mianupoBaHus
CeMbU M PENpOAYKIMU YeJIOBEeKa, TIe B IMpolecce
oOciieToBaHNs BBISSBUIM W3MEHEHHsS] B CIIEPMO-
rpaMMe MyXa I0 THITy OJIN[0AaCTEHOTEPaToa3o-
ocniepmun. IlepBasi OepeMEHHOCTb y CYNpYTOB,
HACTYIIUBINAss TIPU TIOMOIIH BCIIOMOTATEIbHBIX
PENpPOAYKTUBHUX TEXHOJIOTHA, 3aKOHYIIIACH CaMO-
MPOU3BOJIBHEIM a0OpPTOM B paHHEM CPOKE Tec-
taruu. W3 NaHHBIX KIMHUKO-MOP(OIOTHIECKOTO
oOciieroBaHNs TAIMEeHTa OOpaIaloT BHUMAaHHE:
BJIaXKHBIC, OJIe/IHbIE KOXKHBIC MOKPOBBI; JIOMKHE U
TOHKHE BOJIOCHI, 3aJIBICHHBI; HEAOCTATOK TTOIKOKHO —
KUPOBOW KJIETYATKH, Opaxuiedanns; aCHMMETPHUSI
JIATIA; TONYOBIE CKJIEPHI, MUOIHUS CIIA00 CTETICHM;
JUIMHHBIA HOC, IIMPOKHE CIUHKA M KOPEHb HOCA;
KOPOTKHU (UIBTp; AJTUHHAs IIes;, y3Kas acuM-
MeTpU4Hasl TPpyAHAas KIETKa, CKOJHMO3; THIIEPMO-
OMJIBHOCTh CyCTAaBOB BEPXHUX KOHEYHOCTEH,
KopoTkue KkucTH. HaOmionmarorcss wacTele nempec-
cuH. bpITO TIPOBEIEHO MOJIEKYIIPHO-TEHETHIECKOE
HCCIIeIOBAaHNE T€HOB CHUCTEMBI (DONaTHOTO IMKIIA,
obnapyxen rer MTHFR C677T (MerunenteTpa-
ruapodonaTpeykTaza) B TOMO3UTOTHOM COCTOS-
Hun. [IpoGanmy um ero cymnpyre OBUIO TPOBEICHO
nuTOreHeTndyeckoe  obcmemoBanue.  Kapuorun
mpobanna — 45,XY,der(13;14)(q10;q10). Kapuotun
cynpyra — 46,XX. Cynpyru MoIyduiIn KOHCYIbTa-
LUI0 TCHETHKA, ObLI Pa3bsCHEH PHUCK POXKICHUS
pebeHka ¢ XpoMOCOMHOW mnatojoruei. [lpu mo-
MOIIM WCIIOJI30BAHUS BCIIOMOTATENBHBIX PETpo-
JYyKTUBHBIX TexHojorui y cynpyros K. Hactynuna
BTOpas OEpeMEHHOCTh, MHOTOILUIOAHAS, KOTOpas B
cpoke 16-17 Hezenp 3aKOHYMJIACH CaMOIPOU3-
BONBHEIM abopTtoMm. [lo pesympTaram maTtorucTo-
JIOTUYECKOTO MCCJIEeIOBaHUS OCHOBHBIM 3aboieBa-
HUEM y aOOpTHBHBIX IUIOJOB OIpENeNseTcss BHYT-
puyTpoOHas THUIIOKCHA. Y 00OWX IUIOJAOB — OTEK
TOJIOBHOTO MO3ra. Y BTOPOTO IJI0/1a — 0OHAPYKEHbI
JCITOMCHUHTUT, WHTEPCTUIMAILHAS ITHECBMOHHUS,
aTenekTas JieTKux. Tarke HaOmomamack Xpo-
HUYECKas IJIalleHTapHas HEIOCTaTOYHOCTh. bBhuTo
MPOBENEHO LUTOTCHETHYECKOE HCCIIEHIOBAHUE Kile-
TOK IUIAIGHTHI 3aMepIINX IJI0J0B. Pe3ymbTarh
uccrmenoBanui: 1# mmom — 46,XX; 2u mimom —
45,XY,der(13;14)(q10;q10). B 2014r. macrynuna
TpeThsi OEpPEeMEHHOCTb, KOTOpas 3aKOHYHJIAChH

pOXIICHHEM MallbunKa. [IpU IUTOreHEeTHYeCKOM
aHanM3e BBISABICHA Takas ke cOallaHCHpPOBaHHAs
TpaHCIOKaNUs Kak y orna. B HacTosmmii MOMEHT
cynpyxeckas mapa Habmomaercs B XMCMI'L[ —
P(0)3.

BbIBO/1bl

MHorue cymnpyXecKue mapsl, Tpoxoas odcie-
JOBaHUC C LCJIbIO BBIAICHCHHA MPUYWH HAPYIICHUA
PETPOYKTUBHOTO 37I0POBBS, OCTAIOTCS BHE 30HBI
BHUMAaHMs Bpava-Te€HETHKA M HE MPOXOJAT IIUTOTe-
HETHYECKOEe HCClenoBaHue. TakuMm  0o0pasowm,
MATOJOTHST XPOMOCOMHOTO amnmnaparta Kak MpHYuHa
Oecromusi B Opake, a TakXKe HEBBIHAIIUBAHUS
OCpEMEHHOCTH U POXKICHHUE JCTeH ¢ XPOMOCOMHOMN
MaTOJOTHEW B aHAMHE3E¢ YacTO OCTAeTCS HEBBISC-
HEHHOM.

3HaHUAA O HAIMYAHM Y TAIMEHTOB Pa3INIHBIX
XPOMOCOMHBIX ~TEPECTPOCK  (IIUTOTEHETHIECKUX
(heHOMEHOB) MOTYT CTaTh OCHOBAaHHEM Ui HEKO-
TOPBIX MPOPIIAKTHISCKIX Mep B OyIyT CITOCOOCT-
BOBAaThb YBCIIMUCHUIO PE3YJIbTaTUBHOCTHU JICUCHMUA.

JTO MOATBEPkKAAET HEOOXOJUMOCTh MPOBEIC-
HUSl KKIOW CYNpPYXECKOH Mape C HapylIeHueM
PENPOIYKTUBHON (PYHKINN MEANKO-TE€HETHIECKOTO
KOHCYJbTHPOBAaHUS C 00s3aTEIbHBIM KapUOTHIIU-
pOBaHHUEM.

Pemenne mpobieMbl penpomyKTUBHBIX Hapy-
LIEHUH y CYNPYXKECKHUX Iap pacCMaTpPUBAETCS Kak
OIMH W3 BAXHEHIIMX MPHOPUTETOB M PE3CPBOB
CHIDKEHUS OCTPOTHI AeMOTrpaduIeckoro Kpusuca.
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OUTOI'EHETUYHI ®EHOMEHU PEINTPOAYKTUBHUX INIOPYHWIEHDB Y IIOJAPYXKHIX IIAP

PE3IOME. [lumanusa nopyuienns penpoOyKmueHoi Qyukyii y winiobi € 0epicasHorw ma CoyiaibHON
npobnemamu. /lo uucna nayienmis 3 maxKumu nOPYUEHHAMU SIOHOCAMb NOOPYICHI napu 3 Oe3naioosm,
HEeBUHOUWLYBAHHAM 8A2IMHOCMI, HAPOONCEHHAM OUMUHU, AKA MAE 840U PO3BUMKY AOO MIKPOAHOMAILIL.
Pisenv 6esnniooa 6 VYkpaini cmanosumv 15-20%, eacimuicmv nacmynae, ane 3aKiHUYEMbCA
MepmeoHapoOxcenuam — 8 10% eunaodkis, y 10 — 25 % noopysicuix nap cnocmepizacmvcs 6mopuHHe
be3nniodsn. Yacmoma 6e3nnioos — 6io 10 — 15% oo 18 — 20% € kpumuunoro 01 depircasu — ye pigets
Odenonynayii. OOHi€0 3 NPUYUH PENPOOYKMUBHUX NOPYUIEHb NOOPYIICHIX Nap modce Oymu HAAEHICMb
30AIAHCOBAHUX XPOMOCOMHUX nepeby00s. Hocii maxkux nepeb6y0o8 (heHOmunoso HOpMaibHi, He
CMpaxcoaomo 3HUNCEHHAM [HMeNeKmy ab0 NCUXiYHUMU PO3NA0AMU, d NOPYUIEHHSA  PenpoO0yKMUEHOL
yHKYil uacom caycums 0OHUM i3 NPOAGi6 OAHOI NAMOLOIL.

Mema. Busuenus namonoeii Xxpomocomno2o anapamy y epynni noOPYICHIX Nap, wo Mawoms npooremy
PenpooyKmusHo20 300p08 s.

Mamepianu i memoou oocnioxycenna. byno nposedeno comamo — eenemuune, KIiHIKO — 2eHeOl02iUHe
ma yumoz2eHemuire 00CmedNCenHs NOOPYICHIX nap 3 0ideHO30M HeGUHOULYBAHHS 8A2IMHOCTMI, O0e3Ni00s
i Hapooocenns oumunu 3 MBBP 0711 meouko — ceHemuuno20 KOHCYIbMYSAHHA 3 MEmoio 3 'aCY8aHHs
NPUYUH NOPYULEHHSL PENPOOYKIMUBHO20 300P08 5 | NOOAIbULOT npe KOHYeNnyiliHol npoghiiakmuxu.
Pe3ynomamu docnioscennsn i 062080pennsn. byno oocmediceno 46 noopyacHix nap, oOur 3 napmuepie
AKUX Mas Xpomocomuy amnomaiiro. Ceped ocobausocmeti Kapiomuny Hauyacmiue 3ycCmpidanucs:
pobepmcoHniecoki mpanciokayii — 10 oci6 (wo cmanosums 21% eusasnenux anomaniti); 36a1aHco8ami
mpancnokayii — 14 oci6 (wo cmanosumov 30% 610 6cix 3agixcosanux namonoeii kapiomuny),; ineepcii —
6 oci6 (13%); xinvyesi xpomocomu — 2 0codu, mapkepHi xpomocomu — 2 ocodu; anomanii 2conocom — 8
sunaokie (21%).

Bucnoeku. 3uanna npo HaaeHiCmev Y NAyicHmMi8 pPi3HUX XPOMOCOMHUX nepedy008 (Yumoz2eHemudHux
henomenis) moxcymo cmamu niocmagor 018 OesKux npogiiaxmuynux 3axodie i 6yoyms cnpusmu
30LMbUWEHHIO pe3yIbmamueHocmi nikysants. Lle niomeepoxcye HeoOXiOHICMb NPOBOOUMU 01 KOHNCHOT
NOOPYHCHLOL NAPU 3 NOPYULEHHIM PenpOOVKIMUBHOT (DYHKYIL MeOUKO — 2eHEeMUUHO20 KOHCYIbMYEAHH S 3
0008 ’13K06UM KAPIOMUNY8AHHIM.

Knrouoei cnosa: 30anancosani peyunpokui mpauciokayii; pooepmcoHiecbKi mpaHciokayii; ineepcii;
KInbyesi XpomMocomu, MApKEPHi XpOMOCOMU, KAPIOmun, penpooyKmueHi nopyuteHHs.
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T.M. Tkacheva’, E.P. Zdibskayaj‘z, N.S. Dvornichenko’, N.N. Kvitchatayaz, LB. Ivanova’
CYTOGENETIC PHENOMENONS OF REPRODUCTIVE DISORDERS IN MARRIED COUPLES

Summary. The issue of reproductive harm in marriage is a governmental and social problem. Patients
with such disorders include married couples with infertility, miscarriage, the birth of a child with
malformations or microanomalies.

The level of infertility in Ukraine is 15-20%, pregnancy occurs, but it ends with stillbirth — in 10% of
cases, 10 — 25% of couples there is secondary infertility. The frequency of infertility — from 10-15% to
18-20%, is critical for the government — this is the level of depopulation. One of the causes of
reproductive disorders in couples may be the presence of balanced chromosome rearrangements. The
carriers of such rearrangements are phenotypically normal, don’t suffer from reduced intelligence or
mental disorders, and reproductive potential decrease sometimes serves as the only manifestation of
this pathology.

Aim. Study of chromosome apparatus pathology in a group of married couples with a reproductive
health problem.

Materials and methods. The somatogenetic, clinical genealogical and cytogenetic examination of
married couples with a diagnosis of miscarriage, infertility and the birth of a child with the multiple
congenital defects for medical genetic counseling to find out the causes of reproductive health disorders
and further preconception care.

Results and discussion. 46 married couples were examined, one of partners had a chromosomal
abnormality. Among the features of the karyotype, the most frequent were the Robertsonian
translocations — 10 people (vepresenting 21% of the detected abnormalities); balanced translocations —
14 people (which is 30% of all recorded karyotype pathologies); inversion — 6 people (13%); ring —
2 people; marker chromosomes — 2 people; sex chromosome disorders — 8 cases (21%,).

Conclusions. Knowledge of the presence of various chromosomal reconstructions (cytogenetic
phenomena) in patients can be the basis for some preventive measures and will increase the treatment
effectiveness.

This confirms the need of medical genetic counseling with mandatory karyotyping for each couple with
reproductive function disorder.

Key words: balanced reciprocal translocations;, Robertsonian translocations; inversion; ring
chromosomes, marker chromosomes; karyotype; reproductive disorders.
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