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IMeav uccnedosanus: onpejeienne yaeabHOrO Beca MOJIEKY-
JIIPHO-IIUTOT€HETHYECKUX METO/[0B B JIHATHOCTHKE XPOMOCO-
MHBIX aHOMAJIHMI y CYyNPY>KeCKUX nap, ooparusmmxcs B Kiaunu-
Ky mpo6ieM iaHupoBanusi cembu. OmnpejeiieHue ajiropurMa
NperpaBUIapHOIi IOATOTOBKH CYNPY:KECKUX Iap HCXO/S U3 pe-
3yJIbTaTOB MOJIEKY/ISIPHO-IIUTOT€HETHYECKOTO HCCIIE0BAHUS.
Mamepuanvt u memodot. IluroreHeTnyeckuii anaau3 nNpose-
neH y 1812 cympyskeckux nap (3624 nmamuenra), MOJEKyJIsp-
HO-I[UTOT€eHEeTHYECKHIi aHAJIN3 MPOoBeJieH Y 426 maiueHToB.
Pesynvmamot. IIlpuMeHneHne MoOJIEKYISIPHO-IUTOTEHETHYEC-
KHX TeXHOJIOTHii TpeGoBanock B 11,75% ciayuaes. B Goipmmn-
crBe ciyyaeB (78,2%) ucnonbzoBanne FISH neoOxoqumo c
[eJIbI0 YTOYHEHUS COOTHOIIEHH S KIIETOK C HOPMaJIbHbIM U aHO-
MaJbHbIM KJIOHaMHU. Takske MOJIEKYJISIPHO-IUTOT€HETHYECKUI
METO/I HEOOXO/IUM /ISl YTOUHEHHSI TOYEK Pa3pbiBa XPOMOCOM,
3a/IeifiCTBOBaHHBIX B COAQJAHCHUPOBAHHBIX TPAHCIOKANHUIX
(15,8%). Eme oaHoii rpynmoii nanueHToB, y KOTOPBIX IpHMe-
HSUIM MOJIEKYJISIPHO-IMTOT€HETHYECKUE METO/bI, ObLIM HOCH-
TeJIH JIONOJHUTEIbHOU MapKepHOii XxpoMocomsl (2,9%).
3axatouenue. Bpuia npoaemoHcTpupoBaHa 3¢G¢EeKTHBHOCTD
NPUMEHEHHs MOJEKYJISIPHO-IUTOTeHeTHYEeCKHX MEeTOJ0B B
aHaJM3e TeHOMHBIX U XPOMOCOMHBIX MYTAIHil y CYNPYKECKUX
nap, oopatuBumxcs B Kiaunuky npo0ieM IiaHupoBaHus ce-
MbH. Pe3ysbTaThl MOIEKYISIPHO-IIUTOT€HETHYECKOTO aHAIN3a
YYUTBIBAJIH B XOJ/ie PEerpaBUIapHOil MOJArOTOBKH. 3HAaHUE re-
HETHYECKHUX MEXaHH3MOB HapyLICHUs PeNPOIyKTHBHOI QyHK-
MU NproGpeTaeT 0co00€e 3HaYEHHE MPH NPEKOHIENIMOHHOM
00CIeIOBaHAU CYNPY?KECKUX Nap ¢ HapylleHueM PenpoayK-
TUBHOU (DYHKINH.

Knioueevie cnosa: Gecniodue, npezpasudapnas nodzomosxa,
XPOMOCOMHAS, NAMONO2USL, 2EHOMHBLE MYMAUULU, MOSAUUUIM, MO-
JEKYAAPHO-UUMOZEHEMUUECKUE MEMOODL.

H606XOLLMMOCTI) MIPOBEICHUST AHAJII3a KAPUOTUIIA CYTIPYIKeC-
KUX TIap ¢ HapylieHueM PernpopyKTHBHOI (hyHKIMU 001e-
Npu3HanHa u jjokazana [1, 2]. Y keHImmn ¢ Hapynienmuem perpo-
JYKTUBHOU (DYHKI[MM aHOMAJIMK XPOMOCOM BbIsIBJISIIOT B 7—10%
ciydaeB (110 JAHHBIM PA3JIMYHBIX NCTOYHUKOB, 3TU MOKA3aTEI
BapbupyioT ot 1,1-3,3% 10 15,3%). Cpenn MysKUnH TeHOMHbIE T
XPOMOCOMHbIE MyTaluu HanboJiee YacTo BCTPEYAIOTCS TIPU Ha-
PYIIEHHOM criepMaTorenese [1].

Borasnenne n maentudukanns XpoOMOCOMHBIX aHOMAJHA
OCHOBBIBAETCSI HA IUTOTeHETHYeCKOM anasmse. OMHAKO CTaH-
JAPTHBIC U BBICOKOUYBCTBUTEIBHBIC IUTOTCHETIYCCKIIE METOIBI
MMeIOT IeJIbIi PsJ] OTpaHNYeHni. B MoMOIIb TN TOreHeTHYeCKIM
METO/[aM TIPUIILTH MOJIEKYJISIPHO-IIUTOreHeTuIecKue: (ioopec-
nenTHas rubpuausanus in situ (FISH), Muorousertas rubpu-
quszanug in situ (multi-FISH), criekrpasibHoe KapuoTUIIMpoBa-
nue (SKY), cpaBuurenbrasi renomuas rubpuansanus (CGH,
aCGH) [7].
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Iesp uccnenoBanus: onpesesernie aHHeKTUBHOCTU TPUMe-
HEHUs MOJIEKYJISIPHO-IINTOTEHEeTHYECKIX METOJIOB B aHAJIN3e Te-
HOMHBIX U XDOMOCOMHBIX MYTAIUiT Y CYTIPY:KECKHUX 1ap, 00paTns-
muxcst B Kimiuky npobiem mianuposanust cembu. Ornucanne
caryJast IperpaBI/IApPHOI TIOATOTOBKH CYIPY’KECKON Maphl ¢ yde-
TOM Pe3yJIbTaTOB MOJEKY/IIPHO-IIUTOTEHETHYECKOTO aHaII3a.

MATEPUAJIbI U METObI

PeTpoctiekTUBHBIN aHai3 ObLI TPOBEAEH st ONIPeleJIeHUsS
VIEIbHOTO Beca MOJIEKYJISIPHO-IIUTOTEHETHYECKUX METOJIOB B
JIMArHOCTHKE XPOMOCOMHBIX aHOMAJIMH Y CYIIPYTOB ¢ GECTIONH-
em. [IpoaHamn3upoBaHbl PE3yIbTATHI UTOTEHETHYECKUX 1 MO-
JIEKYJISIPHO-IIUTOT€HETUYeCKUX uccyieoBannii. [lurorenernyec-
KWit aHanm3 nposesieH y 1812 cynpyskeckux map (3624 nmarweH-
Ta), MOJIEKYJISIPHO-IIUTOTEHETUYECKUI aHa/In3 TIpoBeeH y 426
MAIEHTOB.

[luToreHeTnYecKuii aHaAN3 MPENApaToB KYyJbTUBUPOBAH-
HBIX JUMGbOIUTOB TepruheprIecKoil KPOBH MPOBOAMIN MO 00-
menpunsaToit metoauke |3]. Auddepentmanbnoe okpanmBanme
BoimosHsin GTG-MeTo1oM, Mpu HEOOXOMMOCTH — HCIIOJIb30-
Basin QFQ- u CBG-meTo/ibl. XpOMOCOMHBII aHATIN3 TIPOBOIMIIN
¢ nomorbio mMukpockorna «Olympus BX60» npu yBenndennu
1000. /l1 kaxgoro marenTa aHagnsupoBaiu 1mo 16 meradas,
TPV BBISIBIIEHUN MO3AUII3Ma KOJUYECTBO AHATM3UPYEMBIX Me-
tadas yBesmunsaiu 10 50.

MosekyIIpHO-TIUTOTEHETHYCCKIIT  aHAIN3 WHTEP(as3HBIX
anep, npometadas n Metadas IPOBOIIIIN € TOMOUILIO (hroopec-
nenruoil tubpuausaruu in situ (FISH) ¢ ucnionbzoanuem JTHK-
30H/I0B NiponsBojicTBa hupmbr Vysis, Abbott laboratories, IL USA.

PE3VYJIbTATbl UCCJIEOOBAHUA
N UX OBCYXXOEHUE

Brin mpoBezieH peTpOCIIeKTUBHBIN aHAIN3 y/eJIbHOTO Beca
MOJIEKYJISIPHO-IIUTOT€HETUYECKUX METO/IOB B TUATHOCTUKE XPO-
MOCOMHBIX aHOMaJIMI y cynpyros ¢ Gecrutoguem. Iluroreneru-
YeCKUI aHaji3 IIPOBOJAT BCEM CYNPY:KECKUM IMapaM, KOTOpbIe
obpamaiorbest B Knuuuky npo6iem mianuposanus cembu. Ha-
nboJiee 4acTo Kak y My KUNH, TaK 1 Y JKEHIIUH BbISIBJISIOT aHOMa-
JINU TIOJIOBBIX XPOMOCOM (Torocom) [1].

CoriacHO JINTEPATYPHBIM JIAHHBIM, Y CYIIPYKECKUX Map ¢
HapyIIeHueM PEeNpoAYyKTUBHOM (GyHKIMU Haubojee pacripo-
CTpaHEHBl TEHOMHBIE MYTAI[NN C Y4aCTHEM TOHOCOM: CHH/IPOM
Kunaitndenbrepa (1osHblil 1 MO3aUUHbII BAPUAHTBL), CUH[POM
[[TepemeBckoro—Teprepa (TTOTHBINT 1 MO3aMIHBIN BAPDUAHTHI, a
TakK’Ke HaJIM4Yue B KapUOTUIIE CTPYKTYPHBIX aHOMAJIN XPOMO-
combl X uin Y), aucomust xpomocombl Y. Takske dhukcupyior
pobepTCOHOBCKIE U cOAAHCUPOBAHHbBIE TPAHCIOKAIUH, WH-
BEPCHH, NHCEPINH, AOTOTHUTEIbHbIE MAPDKEPHBIE XPOMOCOMBL.
B GosbiHCTBe caryuaes aTh abeppainm BbISBJISIOT B XO/e 1I1-
TOTeHeTHYecKoro anannaa. OHAKO B psifie caydaeB CTAHIAPT-
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HBIC METO/bl aHAJIN3a XPOMOCOM MasonHdopmariuBHbl — 40%
CITydaeB HYKAAIOTCSI B JQJIbHENIIEl MOJIEKYJISIPHO-TINTOTeHe-
tuyeckoil guarnocruke [10].

[IpumeneHme MOJEKYISIPHO-IINTOTEHETHUECKUX TEXHOJIO-
ruii nmoHagobunoch B 11,75% caydaes. Bosbliasg 4acTh Takmx
cayudaes (78,2%) TpeGoana npumenenusi FISH auist BbisiBienus
MO3aHI13Ma TOHOCOM C I1eJIbI0 yTOYHEHNST COOTHOIIIEHHS KIETOK
C HOPMAJIBHBIM 1 AHOMAJIBHBIM KJIOHAMH, BBISIBIEHNST «CKPBITO-
ro Mo3auiuamar. [loyuentsle pe3ysbTaThl yYUTBIBAIN IIPU Me-
JIUKO-TeHEeTUYeCKOM KOHCYJIBTHPOBAHUM B IperpaBUIapHOI
MO/ITOTOBKE CYTPYKECKUX TIap.

Ha Bropom Mmecre 1o yacrore (15,8%) npumenenus mMoJie-
KYJISIPHO-IIUTOTEHETHYECKOTO MeToMa OBLIN CIydan yTOUHe-
HUSI TOYEK Pa3PhiBa XPOMOCOM, 3a/1eiiCTBOBAHHBIX B cOAaHCH-
POBAHHBIX TPAHCJIOKALMIX, JUIS 9TOTO HCIOJIb30BAIN TeJO-
mepubie JJHK-3omb1. 1 TakuX ceMeii ObLI MPEI0KeH cie-
JIYIOTUI JITOPUTM: TIPENMIIJIAHTAIIIOHHAST IUHATHOCTHKA XPO-
MOCOMHON aHOMAaJIMK — BbISIBJIEHIE cOATAHCHPOBAHHOTO WJIN
HecOaTaHCUPOBAHHOTO KapuoTuia y am6puoHa [1].

Ette o10ii rpymioii nannenTos, st KOTOPBIX MTPUMeHSIIIH
MOJIEKYJISIPHO-IIUTOTeHETHYECKITe METO/IbI, ObLIIN HOCUTENN J10-
MOJTHUTETBHON MapKepHOil Xpomocombl (2,9%). Vx unentudu-
Kal¥s OCYIIeCTBIISIACh ¢ MOMOIIBIO MHOTOIBeTOBOI FISH.

OcranoBuMcs Ha IepBOi IPyIIIe XPOMOCOMHDBIX aHOMaJIUH,
HanboJiee 4acTo BCTPEUAeMOil y CYTPY:KeCKIX Tap ¢ HapyIIeHH-
€M PerpoyKTUBHOM (DYHKIIUH.

Comaruueckuil Mo3aulusM (Haauyue B OpraHuaMe TeHeTH-
YECKU PA3IMIHBIX KJIETOYHBIX TOMYJISIIIA) MOKET 00yCIaBn-
BaTh BHYTPUYTPOOHYIO 3a/I€PKKY PasBUTHSI UK THOENb TLI0/1A,
poxzienue peGeHKa ¢ XpOMOCOMHOI TIaTos1orueit 6o ¢ TopoKa-
mu pazsutug [10]. Y HocuTesell MO3anYHOTO KJIOHA KIMHUYEC-
Kasl KapTiHa OoJjiee cTepTasi, 4eM Y UHIMBUJIOB C TIOJHON (Hhop-
MO aHEYIITIOUNY, HaJInuue CTUrM MUHUMabHO |8]. M3BecTHbl
cJTydan Mo3aniuama 1mo xpomocoMam 18 nim 21 y dbenorunuye-
CKU HOPMAJIBHBIX POJIUTENEN jleTeil ¢ aHeyionaneil (CuHIpoM
dnsapaca, [layna) [4]. Takxe comaTU4ecKUil MO3aULIU3M MOKET
ObITH IPUYNHOI GeCILIONMSL.

MosannusM Mo rOHOCOMaM dYallle BCEro JUArHOCTHPYIOT Y
nocuresein cunppoma Illepemesckoro—Tepuepa, cunapoma
Knaitndenbrepa, mpu cuagapome tpucomnn X. Tak, cuHIpom
Iepemesckoro—Tepuepa B 40—-50% ciydaeB 00yCJIOBIEH MO-
Hocomueii o xpomocome X, ocranbibie 50—60% ciydaes corpo-
BOJK/IAIOTCST JTMGO CTPYKTYPHBIMI MEPECTPOKaMU XpoMocoM X
win Y, 60 mozaunuamom [1]. Cpean nanmneHToB ¢ CHHAPOMOM
Kunaiindenbrepa Mo3anuublil KJIOH ¢ JucoMueil XpoMocoMbl X
BBISBJISIOT B 15—20% (Kak BapuaHTBI MO3aMIM3Ma PETHCTPUPY-
10T KaproTuiiel XY /XXY 1 XX/XXY). Y My>K4nH ¢ MO3aUIHOH
dopmoii cunapoma Kiaitndenprepa HabMIOAAI0T TOBBITIEHHYTO
YacToOTy aHOMAaJIHMil TOHOCOM B crepMarosongax (1,23-3,45%).
JJst TaKUX MAIMEHTOB PUCK POXKAEHHS IIOTOMCTBA C TEHOMHOI
MyTallleil TOBbIIIEH.

Y cynpyskecKMX Tap € HapylIeHHeM pPernpojyKTHBHOI
hyHKIN TTPeodIAIAI0T AHOMAIUI TOHOCOM, B TOM YKCJIE MO3a-
nunble BapuanTbl. Clle/lyeT OTMETUTb, YTO MO3AUIIU3M 110 XPO-
Mocome X Yalile BhISIBJISIOT Y sKeHIuH mnocse 35 jet [9].

Bbiiesstior citygyan MEHUMATBHOTO («CKPBITOTO» ), MO3AUIIN3-
Ma: aHEYIUIOU/IUsI TOHOCOM B HEGOJIBIIIOM MPOIEHTE aHATU3UPYE-
MBIX KJIETOK, a uMeHHO <10% u gaxke <6%. Takoil HesHaunTE b~
HBIIT KJIOH TPY/IHO BBISIBUTD [PH IATOTEHETHYECKOM aHAIN3E, A BbI-
SIBJIEHUE OJTHO} KJIETKU C QHOMAJIbHBIM KOJIYECTBOM XPOMOCOMBI
X wm Y 1py NpoBeJIeHNH CTaH/[aPTHOTO IINTOTEHETHYECKOTO aHa-
J3a B OOJIBIIMHCTBE CJIyYaeB BOCIPHHUMAETCSI IINTOTEHETUKAMU
Kak apredakT u He (PUKCHUPYETCs] B IIUTOrEHETHYECKOM 3aKJIoue-
HUY. BrmstHue Takoro MUHMMAIBHOTO MO3AHI3Ma Ha PETPOIyK-
THBHYIO (DYHKIIMIO CYTIPYTOB B HACTOSIIIIEE BPEMST IICKY THPYETCSI.

JlureparypHble HCTOYHUKI CBUIETEBCTBYIOT O OOJIBIIOM Pas-
HOTJIACHH HE TOJIBKO B OIPEIeJICHIN POJI MUTHUMATLHOTO MO3aH-
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1IU3Ma, HO 1 B METOJIOJIOTIYECKOM TI0/IX0/ie (Peub MIET O KoJImuec-
TBE aHAJIM3UPYEMbIX MeTadas /sl ycTaHOBICHHS (akTa Mo3an-
uama). Tak, o pekomenaiwsiMm Pescka u coaBTopoB 1ipu BbIsiB-
gennn 1 krerku u3 20 MpoaHaIM3UPOBAHHBIX, CJIELAYET MTPOIOJI-
skuTh anams 10 50—100 metacdas [6]. [pyrie aBTopbI yBemumBa-
10T KOJITYECTBO KJIETOK, MOJIEKAIINX aHATU3Y, TOIbKO /10 30 [5].

Wcnonpzosanne FISH He TOIBKO 03BOJISIET TOYHO BHISIBUTD
HaJIM4#e/0TCYTCTBHE KJIOHA (MJIN KJIOHOB) KJIETOK C aHOMAaJlb-
HBIM KOJHMYECTBOM XPOMOCOMBI X wiin Y, HO ¥ YCTAHOBUTD HC-
TUHHOE COOTHOIIIEHIE KJIOHOB KJIETOK.

[lannoe ncciegoBanue nokasano, uto FISH nenocpencrsen-
HO Ha UHTeP(HA3HBIX KIETKAX SIBJISETCS HAEKHBIM U HH(pOPMa-
TUBHBIM MeTOZIoM cO 100-TIpOIeHTHON YyBCTBUTEIBHOCTBIO U
crennUIHOCTBIO /U151 OBICTPOTO BBISIBIEHNST MO3auI[3Ma. Tak-
sxe npumenenue FISH ma untepdasHbIx fapax y IaiuenTos ¢
MUHUMaJIbHBIM TIporieHToM (<10%) MO3auimsmMa TOHOCOM TIO-
3BOJIMJIO HE TOJIBKO MOATBEPANTDH HAJIMYNE MO3aNYHOTO KJIOHA,
HO ¥ YTOUHUTH COOTHOTIIEHNE KJIETOK C HOPMATbHBIM U aHOMAJIb-
HBIM HabOPaMH XPOMOCOM.

[IpeacraBieHHblil HIDKE KIWHUYECKUH CJIydail 1eMOHCTPHU-
pyeT XOJl MperpaBuapHOi TTOATOTOBKU CYIPY/KECKON Tapbl B
COOTBETCTBUU C Pe3yJIbTaTAMU HUTOTEHETUYECKOTO M MOJIEKY-
JIIPHO-TINTOTEHETHYECKOTO AHAJIM30B ITIPH BBIABJICHUN HU3KO-
MPOIEHTHOTO MO3AUIU3Ma.

B Kuinnuky ripobsiem rianuposanust cembrt (Kues, Ykpauna)
obparniach CynpysKeckas rmapa B CBSI3H C TIEPBUYHBIM OeCTLIOH-
em (10 siet). Cynpyry 50 JieT, ciepMuOIOrnuecKuil aHamu3 moKka-
3aJ1 HOpMY, kapuoturt: 46, XY, B iepoM Gpake JiBoe JieTeii.

Cymnpyre 34 roza, poct 175 m, Mmacca tena 54,9 kr. V3 amamne-
3a cynpyru: Menapxe B 14 jieT, MEHCTPYaJIbHbII IIUKJI PeryJsap-
Hblit. Tpu o6ceoBaHin ObLIN BBISBJIEHbL: 9HIOMETPUOM/IHBIE
KUCTBI 000MX STHYHUKOB, XPOHIYECKHIA JIBYCTOPOHHUI CaJIbIIMH-
THT, CIIA€YHbIIT TIPOIECC OPTAHOB MAJIOTO Ta3a, IHAOMETPUO3 Opra-
HOB GPIONIHOI TT0JI0CTH. B X071€ JTalapOCKOIMK MaIlueHTKe MTPOU3-
Be/leHa IINCTAKTOMUS, KOATYJISAINS 04aroB SHI0METPHO3A.

[Ipu mpoBesieHNN TUTOTEHETHYECKOTO AHAIN3A Y CYNPYTU
6L BBISIBJICH MO3aUIU3M TOHOCOM. Kapuorumn:
49 XXXXX][1]/47,XXX][1]/46,XX][48].

MoekyaspHO-IIUTOTeHeTHYEeCKUIT aHaIN3 Ha NHTeP(asHbIX
S/Ipax MOJATBEP/IIJ HAJIWNYUE KJIOHOB KJIETOK C TPHU-, Te€Tpa- U
TIEHTACOMHEEH TI0 XpoMocoMe X, a TaKsKe BBISABUJI KJIOH KJIETOK C
MoHocoMueil xpomocombl X. 3alUch KapHOTUIIA IIOCJIe aHATU3A
¢ omotpio FISH caenyromnras:

* nuc ish Xcen(DXZ1x1)[13]/nuc ish Xcen(DXZ1x3)[9]/

* nuc ish Xcen(DXZ1x4)[4]/nuc ish Xcen(DXZ1x5)[3]/nuc

ish Xcen(DXZ1x2)[511].

[Toce mpoeenust stede6HOiT iporpammbl IKO ¢ ICST Gbi-
JIa TIoJydeHa oJHOILIoAHas GepeMeHHOCTh. [uTorenernyeckuii
aHaJIn3 BOPCUH XOPHOHA ITOKA3aJl HOPMAJIbHBIN KAPUOTHUIT Y T1JI0-
7la BO BCEX MTPOAHATM3NPOBAHHBIX KJIETKaX (BCETO MPOAHAII3N-
posano 50 kieTok). bepemMeHHOCTD 3aKOHUMIACH Ha 34-11 Hejielie
poskaenueM aeBouku: Macca Tea 2000 1, poct 47 cm. Pebenok
pasBUBAETCS HOPMATBHO.

BbIBO4bl

JlaHHBIN KJIMHIIECKUH CTydail CBUAETEbCTBYET O HEOOXOIH-
MOCTU TIPOBEIEHUST MOJIEKYJISTPHO-IIUTOTeHETUIECKOI JInarHoc-
THKHU Y CYTIPYKECKUX T1ap ¢ OECIUIOMEM IIPU BBISBJICHHH [ITOTe-
HETHUYECKUM METOJ/IOM JIasKe OJIHOM KJIETKH ¢ aneyrionanei. Pe-
3YJIbTATBI, TIOJIyYeHHbIE TTOCTIE TIPOBEEHS TUATHOCTUKHU C IOMO-
mpio FISH, ciemyer yunTsiBaTh Npn MEIMKO-TCHETHYECKOM KOH-
CyJIbTUPOBAHUU CEMbHU C TEJIBIO Pa3pabOTKK JajbHelIIeil TakTh-
KU BEJICHUSI CYIIPYKECKUX [ap ¢ IPOOIeMaMu PEIpOLyKIIUK.

3HaHWe TeHeTHYCCKUX MCXaHNU3MOB HapYIIEHUS PEIPOIYK-
TUBHOI (yHKIMKU npruobperaeT ocoboe 3HadeHue TP MPEKOH-
LENIUOHHOM 00CJIEeI0BAHUY CYIPYKECKUX TIap ¢ HAPYIIEHUEM
PENPOLYKTHBHOM (DYHKITUT.
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OnTUMU3aunsa COBPEMEHHO ANarHoCTUKN
XPOMOCOMHbIX aHOMAaJINiA, BbISBIISIEMbIX Y
CyrnpyXecKux rnap ¢ HapyLieHueM penpoayKTUBHOM

byHKUUN
A.C. fapwii, A.A. CrenaHoB, C.B. [leHuceHko

Mema docnidscenns: BUSHAYEHHS TTUTOMOI Barki MOJIEKYJISIPHO-1[UTOTe-
HETUYHUX METOJIB Y J[arHOCTUI[i XPOMOCOMHUX aHOMaJIiil cepeji 110-
JIPYKHIX Tap, sKi 3BepHysicst y Kuiniky npobiem rianysaus ciM’i.
BusnaueHHs aJiropuTMy 1perpasilapHoi miJrOTOBKY ITOJPY>KHIX 11ap BU-
XOJI14U 3 Pe3yJIbTaTiB MOJIEKYJIAPHO-IIUTOTeHETUYHOTO JOCTi/IKeHHSI.
Mamepianu ma memoou. [lurorenernunuii anasnis nposejeHo y 1812
noApyskHix map (3624 mamienTa), MOJEKYJSIPHO-IIUTOr€HETHYHUI
aHaJli3 1poBeieHo y 426 naiieHTis.

Pe3ynvmamu. 3acTocyBaHHS MOJIEKYJISIPHO-IINTOTEHETUYHIX TEXHO-
Jioriii OyJio Heobxizano y 11,75% sunakis. Y Gisbinocti Bumakis (78,2%)
sacrocysarist FISH korue norpiGHo 3 METOIO YTOYHEHH S CITiBBiIHOIIEH-
HS1 KJITUH 3 HOPMaJIbHYM Ta aHOMAJIBHUM KJIOHAMU. TaKoxk MOJIEKYJIsIp-
HO-IIUTOreHeTUYHUI METO/| 3aCTOCOBYBAJIM /LISl yTOUHEHHS TOUOK PO3PU-
BY XPOMOCOM, sIKi 3atisini y 30asarcosani tpanciokarti (15,8%), Ile oxna
rpyna HalienTiB, y SKUX 3aCTOCOBYBAIN MOJIEKYJISIPHO-IINTOreHeTUYHi
MeTojiu, OyJIi HOCISIMU JI0/IATKOBUX MAPKEPHUX XPOMOCOM (2,9%).
3axarouennsa. Byna npoaemoncTpoBana eeKTHBHICTD 3aCTOCYBAHS
MOJIEKYJISIPHO-IIUTOCHeTUYHUX METO/[iB y XO/i aHaji3y IeHOMHHUX i
XPOMOCOMHUX MyTaIliif y MOApYKHIiX map, siki 3Bepmysncs y Kuimiky
npobiieM IUTaHyBaHHs ciM'i. PesyJbTaTit MOJIEKYJISIPHO-IUTOTeHeTHY-
HOTO aHaJIi3y ypaXxoByBaJN B X0/ TIPerpaBilapHoi MiATOTOBKI. 3HAHHS
FeHEeTUYHUX MeXaHi3MiB MOPYIIEHHS PeNpOAyKTUBHOI (YHKIT Mae
0co6JIMBE 3HAYEHHST TIPU TIPEKOHIEHIIIHOMY 0GCTEKEHHI MOAPYKHIX
1ap 3 MOPYUIEHHSIM PerpoyKTUBHOI (DyHKIIii.

Kntouoei caoea: Gesnnionicmn, npezpasioapna nidzomoska, xpomoco-
MHA NAMOA0ZisL, 2eHOMHI MYMAauii, MO3AIUUIM, MONEKYIAPHO-UUMOZEHE -
muuni memoou.

Optimization of modern diagnosis

of chromosomal abnormalities detected

in couples with reproductive

dysfunction

A.S. Dariy, A.A. Stepanov, S.V. Denisenko

The objective: To define the percentage of molecular-cytogenet-
ic methods in chromosomal anomalies diagnosis among the cou-
ples who had visited Human Reproduction Problems Clinic. To
define the algoritm of pregravidate service of couples using the
molecular-cytogenetic results.

Patients and methods. Cytogenetic analysis was performed for 1812
couples (3624 patients) who visited Human Reproduction Problems
Clinic. Molecular-cytogenetic analysis was performed for 426 patients.
Results. Molecular-cytogenetic methods were used in 11,75%
cases. Mostly (in 78,2% cases) it was used for knowing the corre-
lation between normal and abnormal clones in karyotype. Also it
was used for identification of balanced translocations breakpoints
(in 15,8% cases) and for identification of marker chromosomes
(2,9% cases).

Conclusions. Our results demonstrate effectiveness of molecu-
lar-cytogenetic methods for genome and chromosomal muta-
tions analysis among couples with reproductive problems. The
results were taken in account during pregravidate service of
couples with reproductive problems. Knowing of genetic mech-
anisms of reproductive failure is importing for preconception
examination.

Key words: infertility, pregravidate service, chromosomal pathology,
genome mutations, mosaicism, molecular-cytogenetic methods.
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