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CnekTp XpOMOCOMHbBIX aHOManui B KapuMoTunax
NauMeHToB C penpoayKTUBHbBIMU NMpPobOnemamu

J1.B. TaBokuHa
Meauuunckuii lleatp TOB «Vcuna-IVF», r. Kuen

B crarbe mpejcraBieHbl Pe3yJbTATHI IIUTOTE€HETHYECKOTO U
MOJIEKYJISIPHO-IIUTOTEHETHYECKOTO TecTupoBanus 210 cynpy-
skeckux map (420 nanueHToB) ¢ MPOGIEMaMH PENPOAYKIHUH.
B 46 (10,95%) ciyyasix KapHOTHIBI MAIHEHTOB COJEPIKAIN
pa3JHYHbIE THIBI XPOMOCOMHBIX nepecrpoek. CTpyKrypHbie
XPOMOCOMHbIE NIepPeCTPONKHU THIIA IePHIEHTPUYECKUX HHBEP-
cuii (inv), po6eprcoHOBCKUX TpaHcaokauuii (der), peuun-
POKHBIX CcOaJlaHCHPOBAHHBIX TpaHcaoKaunuil (t), a Takske
MapKepHbIX XpoMocoM (mar) npeo6iajaiu HaJl YUCIOBHIMU
xpomocomubiMu abeppamusimu (89,13% u 10,87% cayuaes
COOTBETCTBEHHO). B 0011€eii rpymnmne o6cie10BaHHbIX NANUEH-
T0B O0bLT0 19 (4,52%) cayyaeB, B KapHOTHIIE KOTOPHIX O0HA-
PY’KMBAJId <CKPBIThI» WJIH MHHUMAJbHBIA XPOMOCOMHBII
MO3auIU3M, B IEPBYIO OYepe/ib, MO MOJI0BbIM X- U Y-XpOMO-
comaM.

ITanuenTsl ¢ BHISIBIEHHBIMA XPOMOCOMHBIMH QHOMAJIUSIMU B
KapuoTune Hy; aaioTcs B nuddepeHnpoBaHHOM MOAX0/€
IpH JICYEHUH, BRJIKOYAsA METOJAbl BCIIOMOTATEJIbHBIX PENpPO-
JYKTHBHBIX TEXHOJIOTHIA.

Kantoueevie cnosa: becniodue, HeGblHaAUUBANUE, MHONCECTNEEH -
Hble BPONCOeHHbLE NOPOKU PABUMUSL, XPOMOCOMHASL AHOMALUS.

IPYIIY MAIMEHTOB € PENpOAYKTUBHBIME MPOOJeMaMu
Bnpnnmo OTHOCHUTD TAI[EHTOB C HEPBUYHBIM U BTOPUYHBIM
GecruogneM, MPUBBIYHBIM HEBBIHANINBAHIEM, aHTEHATATbHOM
rubesbio TI0A, POKAEHHEM pebeHKa ¢ MHOMKECTBEHHBIMU
Bpox/ieHHbIMU Hopokamu paszsutuss (MBIIP) u/mmu muxpo-
anomanusiMu pazsutusi (MAP) B anamuese u p. 3acayKuBaeT
BHIMAaHNE 1 MY)KCKOe GeCTIonne: B CTPYKType MpHInH bec-
mioiHoro Gpaka oHo cocrasisier Gosee 40%. B 1o ke Bpemsi B
moHorpadun B.C. bapanosa u T.B. Kysuenosoit «Ilutorene-
THKa 5MOPUOHAIBHOIO pasBuTus yesnoBeka» (2007 1.) aBTOpbI
AKIEHTUPYIOT BHIMAaHUE Ha cjefyionieM (axTe: «..ydUTbIBas
HIMPOKME BO3MOXKHOCTU BCIIOMOTATEJIbHBIX PEIPOAYKTUBHBIX
TEXHOJIOTHIT B TIPEOAOJIEHNH GECTIIONIS, BOIPOC O HEOOXOMH-
MOCTH BKJIIOUEHUS KaPHOTUIIMPOBAHMSA KaXKOW CYIPY’KeCKOI
napbl B MPOrpaMMbl 00A3aTENBHOr0 00CIEOBAHNS B PaMKax
IKO cranoBUTCS 0COGEHHO AKTYaTIbHBIM...>.

Hakomnsennsle B JmTeparype JaHHBIEC CBUAECTEIBCTBYIOT,
YTO CPEe/IN CYIIPYTOB € PENPOAYKTUBHBIMU 1TPOOIEMaMU, 4aCTO-
Ta XPOMOCOMHBIX aHOMAJIT B KapuoTHIIax Kosebiercs ot 4,3%
10 9,6%. Ecuiu ske rmokasanuem JiUist KAPHOTUITHPOBAHUS OCITY-
JKIJIO HapylleHue cliepMaToreHesa U Heylautble IOIBITKH 9KC-
TpakopropaiabHoro omynogorsopenust (IKO), to B rpymie
MY’KUMH — KaHIUaTOB Ha OIIJIOI0TBOPEHNE in Vitro MeTozoM
ICSI (intracytoplasmic sperm injection) aToT mokasaresb 10-
cruraer 13—15%,. [luist cpaBHEHMST 4aCTOTa XPOMOCOMHbIX AHO-
MaJuil Cpeain HOBOPOKAEHHBIX COCTABISIET MPUOINZUTENHHO
1 caryyqaii na 1000.

Hanbosiee yacTo B KapUOTHIIAX TAI[MEHTOB € HAPYIIIEHIEM
PETpPOYKIINK BCTPEYAIOTCs] aHOMATUN KOJNYECTBA MOJTOBBIX
XPOMOCOM, TPAHCJIOKAIINN, MTHBEPCUH, MapKePHbIE XPOMOCOMBI
U JIP., @ TAK)KE MO3aNYHble BAPUAHTBI KAPUOTHUIIOB C 9TUMU aHO-
mammsimit. K coskaseniio, 6bIBaeT Tak, 4TO MUTOTEHETHYECKOE
HCCTIeI0BaHNe TAKUX CYIPYKECKUX Iap IPOBOJAT TOIBKO MOC-
Jie HEeYAuHOTO TOPMOHAJIBHOTO JICUEHUsT GECIIIONHsT, POKIE-
Hus B ceMbe nepBoro peberka ¢ MBIIP uiau MAP, a takxe
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6e3yCIEeNHbIX MOTBITOK 3a0epeMeHeTh CIIOHTAHHO HJIH € TTOMO-
1IbIO COBPEMEHHbBIX MeT0/10B BPT.

B Hacrosiieit pabore npejicTaBieH aHaIu3 XPOMOCOMHOI
MATOJIOTHH B KapHOTHUIIAX MAIMEHTOB C HapyIIeHHEM pEerpo-
JAYKIMW € ONpe/iesieHIeM 4acTOThl U TUIIOB Hambojiee 4acto
BeTpeyvaromuxes abeppaiiuii. Pesy ibraThl JaHHOTO TECTHPOBA-
HUSI MOTYT OBITh WCIIOJIb30BAaHbI B KauyeCTBE PEKOMEHAINI
BpavyaM-pPeIpoAyKToI0TaM U MX HEOOXOAUMO YYUTHIBATH [IPU
BbIOOPE TAKTUKU JICYCHUST TIAIIUEHTOB C PEIPOLYKTUBHBIMU Ha-
PYUICHUSMH.

IMuroreHeTnyeckuii MeTo HCCIEOBAaHUSA — ITO METON,
KOTOPBIii T03BOJISIET YCTAHOBUTh KapHOTHUII MAI[MEHTa M UC-
KJIIOYUTH/MOATBEPAUTh NPHUCYTCTBHE B HEM XPOMOCOMHBIX
anomaimii (nepecrpoiiku, adeppaunun). Kapuorun — s1o co-
BOKYIIHOCTb IIPU3HAKOB (41CJI0, MOP(OIOrus u Ap.) IOTHOro
Habopa XPOMOCOM, KOTOpasi TPHUCYIa BCEM KJIE€TKaM JaHHOTO
MHAWBHU/yYMa WK KJIOHY KJIETOK. Kapnorunuposanne — uTo-
reHeTHYeCKUN METO/T, KOTOPBIH MO3BOJISIET BBISIBJISITH OTKJIOHE-
HUS B CTPYKTYpe U KoJudecTBe XpoMocoM. CyIecTByeT MHO-
JKECTBO MeTO/I0B AnddepeHnnaIbHOi OKPACKH XPOMOCOM T10
JUIMHe, HO OCHOBHBIM sBJjgeTcsl Tak HasbiBaeMmblii GTG-6en-
nuHT. Ho He Bce M3MEHEHUS B XPOMOCOMaX MOKHO BBISIBUTH
TOJIBKO 3TUMHU MeTo/laMu. HesHaunTerbHbIe N3MEHEHUS B XPO-
MOCOMaX, THUIIAa MHUKPOJEJeINH, MUKPOAYILINKAINY, MapKep-
HbI€ XPOMOCOMBI, KaK TIPABUJIO, HE BBISIBJISIOTCS WU HE UIEH-
TUGUIIPYIOTCS METOIAMH KJIACCHYECKOH ITUTOreHeTHKH. B Ta-
KUX CJIyYasix MPHOeraiT K METOaM MOJIEKYJISIPHON [IUTOTeHe-
tuku — Mmerogam FISH (duryopecuentnast rubpuausaius in
situ), KOTOpBIE SABIAIOTCS JOMOJHUTEIBHBIMI TecTaMu. VX nc-
HOJIB3YIOT /17 GoJIee TOUHOI IMArHOCTUKY XPOMOCOMHBIX aHO-
MaJiii B KAPUOTHUIIE TTAIUEHTA.

MATEPWAJIbl U METOAbI
Marepuasiom s MCCIEOBAHUS, KaK IMPABUJIO, CIy:KaT
JUMGOTUTHI TTepudepuyecKoil KpoBU MAIMEHTOB (JI0OCTATOUYHO
2 MJI KPOBH, B35TOI 13 BeHbl). B HopMe KapHoTHIl 4esioBeKa co-
Tabmnya 1
YactoTta 1 TUNbI XPOMOCOMHbIX aHoManuii B KapuoTunax
MYXYUH U XEHLUMH U3 cynpyxeckux nap, abc. uicno, %

XpomMocoMHblie My>XuuHbl, JKeHLHbI,
aHoManuum n=210 n=210
MHBepcusa 9 (4,29) 3(1,42)*

PobepTcoHOoBCKasa TpaHcnokaums 7 (3,33) 4 (1,90)
PeunnpokHasa TpaHciokaums 6 (2,86) 8 (2,86)
MapkepHas xpomocoma 2(0,95) 2(0,95)
Ancomus no X nav cuHopom 3(1,42) B
KnanHdenstepa (47,XXY) ’
Tpucomuga no X (47,XXX) - 1(0,48)
Moganuns 45,X [15]/46,XX [85] —
- 1(0,48)
cuHapom TepHepa
Bcero 27 (12,86) 19 (9,05)

pumeyarue: * — pasHNLA OTHOCUTENBHO NOKa3aTens nauneHTos 1-i rpynnel
— pocToBepHa (p<0,05).
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cTOUT U3 46 XpoMocoM — 22 11ap ayTOCOM U JIBYX II0JIOBBIX XPO-
MOCOM: JKEeHCKUU KapuoTui — 46,XX, MyKCKOW KapumoTUIl —
46,XY.

bouto nposeseno kapuorunuposanue 210 cynpyskeckux
nap ¢ npobJaeMaMu penpoiyKIUu: epBruYHOe OecIiofune, Ipu-
BBIYHOE HEBBIHAINMBAHWE, POK/eHNe B ceMbe feteir ¢ MBIIP
i MAP, myskckoii hakrop 6ecriogust. B 1-10 rpyrmy Bouuin
myskuntbl (210 yesoBex), Bo 2-10 IPYIILY COCTABUJIN SKEHITUHBI
(210 uenosek). Cpennuii Bospact MmyxuumH Obir 35,8 rona,
cpenHuii Bo3pact xeuua — 30,5 roza.

XpPOMOCOMHbBIE TIEPECTPOIKH, 32 UCKJIIOYEHUEM TeX Iiepe-
CTPOEK, KOTOPbIe PACIIEHUBAIOTCS COTJIACHO MesKIyHapoIHOI
HOMEHKJIAType XPOMOCOM KaK BapMaHTLI HOPMBI (HAIpuMmep,
nepuieHTpruYecKast nusepcust 9-it xpomocombl — 9ph), B kapu-
OTHUIIe MAIUEeHTOB 00mieil Tpynnbl Obli OOHApYKeHbl B 46
(10,95%) crydasix, 4TO COTJIACYIOTCS C JaHHBIMU JINTEPATYPDI
[2—-4]. HacToTa 1 TUIIBI XPOMOCOMHBIX aHOMAJIUl B KapUOTU-
Max MalueHTOB ¢ PENPOAYKTUBHBIMU TIPOOIEeMaMK Pe/CTaB-
JieHbl B Tabu. 1.

PE3VYJ1IbTATbl UCCJIEAOBAHUSA
N UX OBCY>XXAEHUE

Kak mokasaiy pe3ysbTaThl MCCIEIOBAHUN, B KAPUOTUIIAX
00CJIe/I0BAHHBIX TPYIIT TAIIMEHTOB 0OHAPYKEHBI 3 Carydast /[vi-
comuu X (cunzgpom Kumaitndenbrepa), 1 cayuail TpucoMuu 1o
X (47,XXX) xpomocome U 1 manueHT ¢ MO3aUYHbIM KapHOTH-
oM — 45,X/46,XX (cunzapom Teprepa). CTpyKTypHBIE XPOMO-
COMHBIE [TePECTPOIKN THUIIA TTEPUIEHTPUIECKUX NHBEPCHIt, Je-
PUBATHBIX MJIU TIPOM3BOHBIX XPOMOCOM, KaK Pe3yJbTaT po-
6epTCOHOBCKUX TpaHcaoKanuii mexay 13, 14, 15, 21-ii xpomo-
COMaMH, PEIUIPOKHbIE cOAAHCHPOBAHHbBIE TPAHCIOKAINH, a
Takyke MapKepHble XPOMOCOMBI B 00IIell rpyIiiie TanueHToB
npeobaiaiv Hajl YMCITOBBIMU XPOMOCOMHBIMU abeppaliusiMu
(aneymmongusivMn) — 41 (89,13%) caayqait u 5 (10,87%) cayqa-
eB cooTBeTCTBeHHO (Tabur. 2).

B coryyae nepuiieHTpUYECKUX UHBEPCHIT Pa3pPBIBBI B KOPOT-
KOM ¥ JJTTHHOM IJI€Y9aX XPOMOCOMBI, KaK IIPABHUIIO, IPOUCXO/IH-
JIU B IIPUIIEHTPOMEPHOM IeTepOXPOMATHHOBOM yuacTtke. HTe-
PECHO OTMETUTbh, YTO U3 MEPEUNCACHHBIX B TabJ. 2 XPOMOCOM
WHBepCUU B OOJIbIIEIl CTENEHW 3aTPAaruBajJd XPOMOCOMBI
2 (30%) u 3 (40%) (puc. 1, a). ITn naHHbIEe EPEKIUKAIOTCS C
JIAHHBIMU JIUTEPATyphI [5,6] U HaMMKU COOCTBEHHBIMU JIAHHbI-
Mu [7] O CTPYKTYpe XPOMOCOMHbBIX abeppaliii B KapHOTHITaX
aboprycoB cpeu Gepementocteil, 3amepinux B I tpumectpe. B
MPECTABIEHHBIX UCCAEIOBAHMIX KOJINIECTBO TIEPUIICHTPUYE-
CKUX WHBEPCUH OKa3aJ0Ch OCTOBEPHO BBINIEC y MYKYUH TIO
cpaBHEHMIO ¢ sKeHluHamMu (eM. Tabu. 1). XoTst nepuienTpuye-
CKIe UHBEPCHH TIPUIIEHTPOMEPHOTO reTePOXPOMATITHA COTJIac-
HO HOMEHKJIATyPe XPOMOCOM YeJIoOBeKa IPUHATO CYNTATh BapH-
aHTaMU HOPMBI, KOTOPbIE HE JIOJIKHBI METh KaKoro-bo ¢e-
HOTHUITMYECKOTO TIPOSIBJIEHUS [Tl OPraHU3MA.

CorJiacHo JIaHHBIM JIUTEPaTyphl, B 0611l monysstiuu cHa-
JIaHCHPOBaHHbIe 0OMeHbI (POOEPTCOHOBCKUE M PEIUITPOKHbBIE
TPAHCJOKAINI) MEXKIY XPOMOCOMaMU B KapHOTHIIE BCTpeya-
1oTcst ¢ vacroroit 0,1%, HO MX YacTOTa MOKET JOCTHTATh
3,0-6,2% y myxuwn u 0,7-9,8% y jKeHIUH ¢ PEPOyKTHBHbI-
Mmu ipobiemamu [2]. B Hameii Boi6opke wactora cHamaHcupo-
BaHHBIX TPAHCJIOKAIUIT B IPYIIIIe My>KUMH paBHstach 6,19%, a
B rpyre skenmu — 5,71%. Ilo HammM ganneiM, B KapuOTHIIAX
MY KYUH Yallle BCTPeYaInch poOePTCOHOBCKIE TPAHCIOKAIIUH,
a y JKEHIIMH HE3HAYUTENBHO MPeobIaiaii PEIUIPOKHBIE.

[TepBast 0cOOEHHOCTH CHATAHCUPOBAHHBIX TPAHCJIOKAIIUH —
HUKaK He TPOSBJISITH cebst heHoTHNNYECKN (T.€. MAIHEHT, Kak
MpaBUJIO, 310POB, MpUYUHA OOPAIIEHUST — PENPOLYKTUBHbIE
mpobisieMbl). Bropast u oueHb BakHast 0OCOOEHHOCTh TaKUX W3-
MEHEHUIl B KAPUOTHIIE — CEMENUHBIN XapaKTep HOCUTEIbCTBA U
BBICOKUI PUCK POKIEHUs jeTeil ¢ HecOaIaHCMPOBAHHBIMU 110
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Tabnmua 2
CTpyKTypHble XPOMOCOMHbIE NEepecTPonKu
B KapuoTMnax cynpyxeckux nap (abc. uucno)

XpoMOCOMHbIe
nepecTpomkun

1-a rpynna,
n=210

2-qa rpynna,
n=210

MHBEPCUIN XPOMOCOM

2
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Pob6epTCOHOBCKYE TPaHCOKaLmMm
der (13;14) 5 2
der (14;14) - 1
der (14;21) - 1
der (14;15) 1 -
der (21;21)

PeuunnpokHble TpaHcnokaumm
(4;10), (2;9), (X;16), (8;10),
(8:13), (7:8), (17;20), (9;15), ° 8
(1;11), (8;13), (4;,X), (9;13),
(2;9), (3;8)

MapKeprle XPOMOCOMBI
i(13)(p10) 1 _
i(14)(p10) 1 _
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Puc. 1. Kapunotun naumenta 46,XY,inv (3)(p11q11) — a;
KapuoTun ¢ poGepTCOHOBCKOI TpaHcsoKaumei
45,XX,der(14;14) (q10;q10) — 6;

KapuoTUMbl C PELMNPOKHbIMM TPAHCNOKALMUIMU
46,XX,t(1;11)(p36;q11.2) — B 1 46,XY,t(7;8)(p21;911.2) — ;3
KapuoTun ¢ MapkepHoi xpomocomowi 47, XX,+i(15)(p10) —

a, e (numdouutbl nepudepuyeckoin kpoeu, GTG-meTon okpac-
Ku xpomocom, FISH-aHanus ¢ npuueHTpomepHbIMU npoOamu)
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JaHHOII IepecTpolike KapuoTUIIOM. Kpome aTtoro, ycranosiie-
HO, YTO YaCTOTa aHEeYIIOUIHbBIX 110 xpomocomam X, Y, 13, 15,
16, 17, 18, 21-ii u 22-ii ramMeT, B 4aCTHOCTU CIIEPMATO30U/IOB,
CYIIECTBEHHO BbIIIIE Y MAIMEHTOB—HOCUTE e cOaIanCHpOBaH-
HOIl TIepecTPONKH M0 CPABHEHUIO CO 3/[0POBBIMU MY’KUMHAMU
[8].

Haubosiee yacto BBISIBISIEMOIl B KapUOTHIIE JEPUBATHOIL
XPOMOCOMOI (MIPOU3BOHOIL OT JABYX XPOMOCOM), KOTOpast 00-
pasoBajach B pe3yibTaTe COATAHCHPOBAHHONW POOEPTCOHOB-
CKOM TPAHCJOKAINH, oKazaJjach XpoOMOCOMa
der(13;14)(q10;q10) — 63,6% oT uncaa jepUBATHBIX XPOMO-
coM. BersBeHo, uTO MpHCYTCTBHE TaKOH XPOMOCOMHOIT aHOMa-
JUN B KapUOTHIIE 3a4acTyI0 CONPOBOXK/IAETCS HapyIIeHUEM
crepMarorenesa y My>kuut [9].

Cayyaii 1. Hamu onican peikuii ciryyvaii: mepuBaTHast Xpo-
mocoma der ((21;21) (q10;q10) (cm. Tabur. 2) npuCyTCTBOBAA B
KapuoTuile My kKuiHbL. JKeHInHa cTpajaia IPUBBIYHBIM HEBBI-
HaIMBaHWEM OepeMeHHOCTH. B JaHHOM ciydae pUCK posKje-
Hust peGerka ¢ cunapomom Jlayna 61 61 paBen 100%, Tak Kak
y MYKYUHBI C TaKUM KapUOTHIIOM BO3MOKHO 00pasoBaiie
TOJIBKO JIBYX THUIIOB raMeT C TPUCOMHEH I MOHOCOMHUEH 1o
21-it xpomMocoMe, a MOCTIe/IHsS, KaK M3BECTHO, TPAaKTUIECKH He
COBMECTHMA C PA3BUTUEM 3aPO/IbIIIA.

Cuayuaii 2. Caieyer 0co60 OTMETUTH TOT CJIydaii, KOrja jie-
pusarnasa xpomocoma der (14;14)(q10;q10) nepsonayanbHo
6blia oOHApyKeHa B KaproTuiie abopryca, 3amepiiero B I Tpu-
MecTpe GepeMeHHOCTH, HACTYTIUBIEH MOoc/Ie TPOBEIEHUS IIHK-
na 9KO. Kapuorun abopryca — 46, XX, der (14;14) (q10;q10),
T.e. aHOMAJIbHBIH KapHOTHUII ¢ TpucoMueii o 14-it xpomocome.
ToJibKO 110CJIe 9TOTO MaleHTKe ObLIO TPOBEAEHO KAPHOTUIIN-
poBaHme TUMGOIUTOB U YCTAHOBJIEHO HOCUTEIBCTBO €10 TaKOH
ke cOANaHCHPOBAHHON XPOMOCOMHON aHOoMasnu. Kapuorumn
skernnbl 0611 45, XX, der (14;14) (q10;q10) (puc. 1, 6).

B Hammx MCCAEIO0BAHUAX BTOPOiT THIT cOATAHCHPOBAHHBIX
TPAHCJIOKANUIT (PEIUIIPOKHbIE WM TPAHCJIOKAIIMU OOMeHa) B
KaprOTUIIAX MAIUEHTOB C PENpOAYKTUBHBIMU POOIeMamMu
BCTPEYAIHCH MPAKTHYECKI € TAKOH JKe YaCTOTOM, 4TO 1 pobepT-
COHOBCKHME TPAHCJOKAIUM, B COOTHOIIEHUM 6:8 y TaiueHToB
MY’KCKOTO M sKeHCKOro moJa (1abu. 2). VIX crnekTp o4eHb -
POK U OHM YHHUKaIbHbI. OHAKO 13 YHC/Ia YKa3aHHBIX B Tabu1. 2
XPOMOCOM HanboJiee JacTo BTSIHYTHIMU B TPAHCJIOKAIINI 0OMe-
Ha OKAa3aJuch XpoMOCcOMbI 8 (5 ciryuaeB), 9 (4 ciydast), 3aTem
13 (3 cayuas), 10 u X (1o 2 cayuas). Kak npaBusio, npuanHoii
obpamenyst B kannnky BPT mamnmentoB ¢ o6HApy:KeHHBIMA
BIIOCJIC/ICTBUU B KAPHOTHUIIE OJTHOTO U3 CYIIPYTOB PEIUIIPOKHOM
TpaHcaokanuu Obio mepsuuHoe Gecroane (0koao 92%)
(puc. 1, B). Caryuan co COHTAHHBIMU GEPEMEHHOCTSIMU GBLITN
PEIKIMU.

Cayuait 3. Cymnpyskeckas mapa ¢ HeBblHAlIMBaHUEM B
amamHe3e o06paTmiaach ¢ MPOCcLOOil MPOBEAEHNST MHBA3WBHON
MIpeHaTATbHON TIPOIEAYPHI, IOCKOIBbKY B Kapuoture GheHOTH-
MUYECKU 3/[0POBBIX OTI[A U IIEPBOro pebeHKa panee OblIa ycTa-
HOBJIEHA OJIHA U Ta K€ TPAHCJIOKAIMSA 0OMEHA — KapHOTUI B
oboux cayuasx 46,XY,t(7;8)(p21;q11.2) (puc. 1, ). Y xeHum-
HBI HACTYIIHJIA BTOPasi 0ePEMEHHOCTD ¥ [OC/Ie TIPOBEIEHSI HH-
Ba3UBHOI MPOTIELYPHI, MOKA3AHIEM K KOTOPOH GBI TOJBKO OT-
STOIIEHHBIH TeHETHIECKNIT aHAMHe3, B KAPHOTHUIIE TJT0/1a ObliIa
obHapysKeHa aHajornyHasi cOaIaHCHPOBAHHAS TPAHCIOKAIIHSL.
BepeMeHHOCTD Obliia COXpaHEHA.

B Hammx mccre1oBaHNAX B KAPUOTHUIIE TTAI[HEHTOB C PEMPO-
JIYKTHBHBIMK TIPOOJIEMaMK MapKepHasi XpoMocoMa HabJo/a-
Jach B 4 caydasx, uto coctaBuio 0,95% ot obiero yucia uc-
cnepoBanuii. [lo muTepaTypHBIM ZTaHHBIM, 3TOT ITOKA3aTEb KO-
nebasncs ot 0,8 10 1,2% B 3aBUCUMOCTH OT BBIOOPKHU TIAI[UEHTOB
[1]. Mapkepnast XxpoMOCcOMa — 9TO Y4aCTh KaKOU-1ub0 XPOMOCO-
MBI, KOTOPYIO HEBO3MOKHO aHAJIM3UPOBATH TOJBKO METOJaMU
mubdepennmanbHoil okpacku. OHAKO NCHOJIb30BAaHUE COBPE-
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Puc. 2. Kapuotun naumMeHTKu ¢ OaHOI abeppaHTHOW KNeTKoi
Ha 30 npoaHanu3upoBaHHbIX MeTada3 (NUMPoLUTDI
nepudepuyeckoin kposn, GTG-meTon OKpacku XpomMocom) — a,
MO3aUyHbIl KapUOTUN MALMEHTKU C KIIOHOM KJIETOK C
Tpucomueit no X-xpomocome (numdouutsl nepudepuyeckoi
kpoBu, FISH-ananus) — 6

MeHHBIX MeT0/10B FISH-anarnocTuku no3sosisier TO4HO onpe-
JIeJISITh TAKOTO POJIa XPOMOCOMHBII MaTepuas. Bo Bcex ueThi-
pex cirydasx oOHapysKeHUs] B KaDUOTUIIE TTAl[MeHTa MapKEPHOI
XPOMOCOMBI HaM YIaJIOCh HICHTH(MUIIIPOBATD €€ IPONCXOXK/Ie-
nue. ITo oKazaauch uzoxpomocomsr: i(13)(p10), i(14)(p10) y
MYKUUH ¢ TIlepBUYHbIM GecriogaueM u 2 caydast i(15)(p10) y
SKEHIIUH 13 CYTIPY’KECKUX T1ap ¢ HeBbIHANIIBAHIEM B aHAMHe3¢e
(puc. 1, 1, e).

Cayuaii 4. JKeHiunHa ¢ IpuBbIYHBIM HEBbIHAIINBAHUEM Oe-
pemeHHOCTH B TedeHue 10 jeT Jeynirach B pa3JNIHbBIX KJINHU-
kax BPT, npomura Heckosbko Heyzaunbix nonslTok IKO, He
3HAasl, YTO B ee KapUOTHUIIE TIPUCYTCTBYET JIMIIHSS MapKepHasi
XPOMOCOMa, 06Pa30BaBIIASCS OT YACTH XPOMOCOMBI 15 (Kapro-
tun 47,XX, i(15) (p10)) (puc. 1, n—e). 3abepemeHerh OHa
CMOTJIA TOJIBKO TI0CJIe KADUOTUITUPOBAHUS C UeHTUDUKAIe
MapKepHOIT XPOMOCOMBI M TIPOBE/ICHUS 3aTeM MPEIUMILIAHTA-
nuonnoi renernueckoin auarnoctuku (I11T/1). 11T/ mosBosser
CEJIEKIII0 9MOPUOHOB Ha cTaguu 8 6JIacTOMEp U IIEPEHOCUTD B
MOJIOCTh MATKK TOJILKO T€ HMOPHOHBI, KOTOPbIE COTJIACHO 3aK0-
HaM 06pa3oBaHsI Pa3INYHBIX TUIIOB raMeT TP Meio3e He Co-
JIepPIKaJIA Ty WU IPYTYIO abepPaHTHYIO XPOMOCOMY.

Cayuait 5. Y apyroii ;KeHIMHBI lepBasi GepeMeHHOCTh Ha-
CTYTHJIA CIOHTAHHO, OZIHAKO OHA MPEPBAJIACH B CPOKE d—7 Hell.
B kapuoTuiie 3apoibliiia U B KAPUOTHUIIE CAMOI JKEHIUHbBI ObLa
obHapysKeHa MapkepHas xpomocoMa (kapuorun 47,XX, i(15)
(p10)). ITO M MOCHYKUIO TOKAZAHUEM JIJIST IPOBE/IEHNST MHBA-
3UBHOI MTPEHATAIBHON AMATHOCTUKU 1TPU HACTYIIJIEHUN CJIe/Ly-
iouieil 6epemernoctu. Ha aToT pa3 KapuoTuIl 1102 0Ka3aicst
HOPMAJIbHBIM.

B nureparype uMeroTcs JaHHbBIE O TOM, 4TO y (heHoTUIINYE-
CKU 3/[I0POBBIX HHIUBUIYYMOB, KOTOpPbIe UMeEJIH pebeHKa ¢
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Tabma 3

Pesynbratbl uMtoreHetmyeckoro u FISH-aHanu3a no uHtepdasHbiM sapam y nauMeHToB
C HaJIMYMEeM eAMHUYHBIX KIIETOK ¢ aHeynnouausamu no X- u Y-XxpoMocomam B KapuoTune

KapuoTtun KonunyectBo metadas KonuuectBo nurepdasmbix saep MpuunHa o6paieHus
XKeHLWwuHbI
45,X/50,XXXXXX/46,XX [11/11]1/198] [0]/1[0]/[100] Becnnoave
47 XXX/48,XXXX/46,XX [31/1[1]1/1[31] [4]/[3]1/[493] Becnnoave
45,X/47,XXX/46,XX [5]1/1[1]11[84] [12] /[8]/ [980] Becnnopve
47, XXX/46,XX [4]1/[29] [4] / [96] MAP y pebeHka
47 , XXX/55, XXXXXXXXXXX /46 ,XX [21/11]/1[47] [0]/[0]/[100] CA
47, XXX/46,XX [2]/[48] [2] /98] Becnnoave
49, XXXXX/46,XX [1]/149] [0] /[100] CA
48, XXXX/46,XX [1]1/[49] [0]/[100] CA
47, XXX/46,XX [3]1/1[47] [31/197] CA
47, XXX/46,XX [3]/[47] [5] / [495] Becnnoave
47, XXX/46,XX [1]1/[29] [31/197] Becnnopve
45,X/46,XX [1]1/129] [3]1/[397] CA
47, XXX/46,XX [1]1/[29] [0]/[100] Becnnopvne
47, XX,+21/46,XX [1]1/[29] [0]/[100] CA
My>X4uHbI
47, XYY/46,XY [1]1/[49] [2] /98] CA
47, XYY/46 XY [2] /[49] [0] /[100] Becnnonve
47, XXY/46,XY [1]1/129] [11/199] Becnnopve
47, XXX/46,XY [1]1/[29] [0]/[100] Becnnoave
48, XXXY/46,XY [2] /28] [1]1/199] CA

MBIIP, MAP, 3anepxKoii TICUXOMOTOPHOTO Pa3BUTHUSI
(3IIMP) win crnonrtanubivu abopramu (CA) Berpeuaercst
«CKDBITBIIT» MUHMMAaJbHBIN MO3aunu3M xpomocoMm [1]. dtu
TaHHBIE KAcaloTCS B OCHOBHOM TIOJIOBBIX XpomocoM. lIpmcyT-
CTBYE MUHIMAJIBHOTO MATOJOTUYECKOTO KJIOHA ITO/[TBEPIKIEHO
metoniom FISH-ananusa B unrepdasubix sapax [1] u ero pas-
Mepbl KosiebmoTest B ipesenax 5—15%.

Cpe/ MAIMEHTOB ¢ PA3JINYHBIMU PEMPOAYKTHBHBIME 1TPOG-
JIeMaMiU B HAIIEM HCCJIE0BAHUN TaKKe MOXKHO OBLIO BBIIETUTD
OT/EJbHYIO TPYIIY WHIUBUAYYMOB, B KapHOTHIIE KOTOPBIX
OOBIYHBIMY [IUTOTEHETHYECKIMI METO/IAMI OOHAPYKUBAJIN €/~
HUuHble Metadasbl, B IEPBYIO OYepe/ib, C aHEYITIOUAUsIMU (He-
TIpaBIJIbHOE KosmuecTBO) 1o X U Y-xpomocomaM. KosdectBo
nanuenToB B obmuiel rpyiiie coctaisiio 19 (4,52%) (taba. 3).

Kak Buano us Tabi. 3, HEOOBIYHBII KAPUOTUII CO «CKPbI-
TBIM» MUHIMATbHBIM MO3aNI[U3MOM, KaK IIPABHUJIO, aCCOIUUPO-
BAJICS1 y MAIMEHTOB C JIHarHO30M MEPBUYHOTO OECILIONNS, He-
BBIHAIIMBAHUS (4aCTO ¢ AHOMAJBHBIM KapHOTUIIOM Y abopTy-
ca) 6o ¢ neymaunbiMi monsitkamu IKO, uto cormacyercs ¢
JIAHHBIMU JIUTEPATYPBI. XOTsI 0OBSICHEHUSI TIPUUYMH TAKOTO (he-
HOMeEHA I0Ka He Haii/ieHo, Ha HaIll B3TJIsL/L, IPU JIeYeHIH MalH-
€HTOB ¢ IPOOIEeMaMy PENPOLYKINKT ATUMI (haKTaMK He CJIefy-
er mpene6perats. Bo-MepBbIX, TAKOTO POIA MO3AUIN3M MOXKET
ObITh 3HAYMTEFHO BBIPAKEHHBIM B IPYTHX TKAHSAX (HAIPHMED,
roHajax). Bo-BTopsIX, ecsin jke ero paccMaTpUBaTh KaK HEKYIO
XPOMOCOMHYIO HECTAOMIBHOCTD, BO3HUKAIONIYIO CIIOHTAHHO B
1-2 KJeTKax, TO TaKUX MAIUEHTOB, BO3MOXKHO, CIEIYET OTHE-
CTH K TPYIITIE PUCKA 110 06PA30BAHUIO TAMET ¢ AHEYIIOWIHBIM
KapuoTHuIoM. B nanbHeiinem, Ha HAI B3I, TT0 Mepe HAKOTI-
JIeHUsT T0I0OHOTO POjia IAHHBIX HEOOGXOAUMO BBIPaboTaTh MH-

JIMBU/LYAJIBHBII TIOJXO0/L KaK B IMarHOCTUKE TAKON IPYIIIBL 11a-
IIMEHTOB, TaK M B UX JIEYEHUU.

BbiBObl

Taxum 06pa3oMm, TIpU [UTOreHETUYECKOM TecTrpoBanuu 210
cynpyskeckux map (420 manueHToB) ¢ npobieMamMu perpojyK-
n B 46 (10,95%) caryuasix OGN BbISIBJEHBI XDOMOCOMHBIE aHO-
MaJIUU B UX KapUOTHIIAX. JTO JaeT OCHOBAHME /ISl IIPOBE/IeHUs
TAKOro POJIa IMArHOCTHKU BCeM 00paTUBIIMMCS B KJIuHUKN [VF
HaIMeHTaM C [IMArHO30M [IEPBUYHO,/BTOPUYHOE GECTIIIO/IE, PH-
BBIYHOE HEBBIHAIINBAHIE, MYKCKOE OECILIIOJNE, & TAKIKE CEMbSIM,
KOTOpbIE B aHaMHe3e UMeloT posk/eHue peberika ¢ MBITP/MAP.
Ha narnr B3rJisii, He JOMyCTHMO TIPOBE/IEHIE KAKOH-/Tn60 MeInKa-
MEHTO3HOI Teparnui, a TeM Gojiee CTUMYJISIIUK TIepe]] IIUKJIaMU
IKO 1o nosyuenust pe3ysibTaToB IUTOTEHETUYECKOTO UCCIIEO0-
BaHWA. OT HUX BO MHOTOM 3aBHCUT TAKTHKA JICUCHIS.

Hazo nosarats, 4To narueHTsl ¢ BHISIBJEHHBIMU YNCJTOBBIMU 1
CTPYKTYPHBIMU XPOMOCOMHBIMHI aHOMAJIMSIMU B KaPUOTHIIE HYK-
natotest B i depeHImpoBaHHOM TO/IXo7ie TIpH Jredennn. Ecm y
TAKUX TAIIMEHTOB OEPEMEHHOCTh HACTYIIAET CIIOHTAHHO, €€ Tede-
HUe JIOJUKHO HAXOIWUTHCS TOJ KOHTPOJIEM CKPHHUHTOBBIX TPO-
rpaMM, BKJIIOYasi TIPEHATAIbHYIO0 HHBA3UBHYIO TMAarHOCTUKY. [1pui
nedennn Merogamu BPT manmenTos, B KapuoTuiie KOTOPbIX 0OHa-
pyskena cOajiancupoBaHHasi riepecTpoiika (poOepTcOHOBCKast/pe-
IIUTIPOKHAST TPAHCJOKAIMS) WM MapKepHasi XpOMOCOMa OITHU-
MaJIBHBIM SBJISIETCS MICTIOJIb30BAHNE JIOHOPCKUX TaMeT, B3SITBIX Y
[PEIBAPUTEIBHO [[UTOTEHETUYECKH 0OC/IeI0BAHHBIX UHIUBULYY-
MOB. B ciiydae oTKa3za narueHToB OT HOHAINU, [T UCKIIOUEHUS
XPOMOCOMHOII naTtostornu y 1uiofa npumenenue IIT/[ n npena-
TaJIbHOI MHBA3UBHO IMATHOCTUKK SIBJISIETCST 00SA3aTE/IbHBIM.

Bce yxazannvie 8 cmamve nadopamopiuie uccaied08anusl 8bin0JIHAIOMCS
6 Meouyunckou radopamopuu Cunseo

118

3/IOPOBBE JKEHIIMHDBI Ne10 (86),/2013
ISSN 1992-5921



\ 4

BALL HAOIMHUI

\ 4

JIABOPATOPHUN
NMOMIYHUK CIHEBO

MoHao 160 ﬂa6opam019-/:lux
ueHmpis y 40 micmax Yxpainu Jém

INTERNATIONAL
1

V, . ciHeso | >210’000
sweo JIADOPATOPHI TECTU
- K/NIEHTIB

HA MICALUDb

099. Anbdha-q
1100. Penin ak1»
'101. bera-2-mis

12 AHTHTI

SMS-cnosiweHHs ma sionpaska
pe3ynemamise aHanizie Ha e-mail

0800 50 70 30 =aoswica™  www.synevo.ua [ facebook.com/Synevolab



FTMHEKONOTIrun4

CneKkTp XpOMOCOMHUX aHOMaIii y KapioTunax
nauieHTiB 3 penpoayKTUBHUMU NpoGiemMmamMu
J1.B. TaBokiHa

Y crarTi HaBeseHi pe3yIbTaTU MUTOTCHETUIHOTO Ta MOJICKYJIIPHO-ITH-
ToreHeTHYHOro oberexents 210 moapysKHiX nap i3 npobiaemMamu per-
ponykrii. Y 46 (10,95%) Bumagkax KapioTWNN MAIi€HTiB MiCTUJIIT
pisHi TN XpoMocoMHUX 1epebyoB. CTPYKTYpHI XPOMOCOMHI Tiepe-
Oy/I0BU TaKi, SK TEPUIICHTPUYHI iHBepcii, poOEPTCOHIBCHKI TPaHCIO-
Kallii, penupoKHi 36asancoBani TpaHCAOKaIlii, a TAKOK MapKepHi Xpo-
MOCOMHU EPEBAKAIN Hajl YUCJIOBUMU XPOMOCOMHUMHU abeparisiMu
(89,13% u 10,87% Bunazkis BianosigHo). Y saraiapHiil rpymi obcreske-
HUX TaienTis 6ysno 19 (4,52%) BUTAJKIB, B KaPiOTUITI SIKUX BUSBUIN
«IIPUXOBAaHUI» MiHIMaJbHUII Mo3ailM3Mm, y 1epiry uepry, 3 X- Ta
Y-xpomMocoM. ABTOPH BBayKAIOTb, IO MAIli€HTH 3 BUSBJIECHUMI XPOMO-
COMHMMM aHOMAJIAMHU B KapioTuIli MaioTh noTpedy B audepeniiiosa-
HOMY ITiJIXO/Ii TTPY JTiKyBaHHi.

Kntouoei cnosa: 6e3niiods., HeUHOWYBAHHS 6AZIMHOCT, MHONCUHHI

Most frequent chromosomal anomalies in karyotypes
of patients with the problems of reproduction
L.Tavokina

Here are presented the results of cytogenetic and molecular-cytoge-
netic examination of 210 married couples with the problems of repro-
duction. In 46 (10,95%) cases patients karyotypes contained different
types of chromosomal abberations. Structural chromosomal rearrange-
ments such as pericentric inversions, Robertsonian translocations, the
balanced reciprocal translocations , as well as marker chromosomes
prevailed over numerical chromosomal aberrations (89,13% and
10,87% cases correspondinly). In a general group of patients there
were 19 (4,52%) cases with low level X- and Y-chromosomes
mosaicism.

Authors suppose that patients with the ascertained chromosomal
anomalies in karyotype need the differentiated approach at treatment.

Key words: infertility, usual unmaturing, chromosomal rearrangements.

6pO0ICEHIT 6A0U POICUMKY, XPOMOCOMHT AHOMAIT.
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