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O. B. NonopieHko

OCOBJIUBOCTI KAPIOTUIY NOOPYXHIX NAP
3 PENPOAYKTUBHAMU PO3NNAOAMU

Micbka gutada nikapHa Ne 1 im. akaa. b. A. PesHika, Ogeca

Bctyn

OcTaHHi poku xapakTepusy-
I0TbCS 3POCTaHHAM 4YacTOTU He-
NNigHUX WnobiB, 30iNbLUEHHAM
KiNIbKOCTi NOAPY>KHIX nap, B aHaM-
Hesi akmMx 0ynu dakTn HEBMHO-
LWyBaHHS BariTHocTi. ETionoria
3BMYHOIO HEBUHOLLYBaHHS BariT-
HOCTI pisHOMaHiTHa. loro npnyu-
HaMu MOXyTb ByTV comMaTUyHI Ta
riHEKONOriYyHi MOpYyLUEeHHs Yy Ma-
TepiB, eKkcTpareHiTanbHa narto-
NOris, LWTYYHi abopTK, FrEHETUYHI
daktopu [1]. PesynbTaTtnn obcTe-
YXEeHb MNOAPYXKHIX Nap 3 penpoayk-
TUBHUMW po3najamu ceigyatb,
LLIO YacToTa XPOMOCOMHUX aHO-
Manin y HUX MOXe KonmBaTucs
Big 4,3 0o 9,6 % [2]. Mig vac re-
HETUYHOrO KOHCYIbTyBaHHS MO-
APYXXHiX Nap 3 NOpyLUEHHAM pe-
npoaykTmneHoi dyHkuii (MPP) npu
3’CyBaHHi NPUYNH BUHUKHEH-
HS MUMOBIfIbHMX abopTiB, Hapo-
[)KEHHS OiTeln i3 MHOXWUHHUMU
NPUPOOKEHVMU BaiaMun pO3BUT-
Ky (MIBP) i/abo mikpoaHomarnisi-
Mu po3sutky (MAP), a Takox npum
BM3HaYeHHi MOBTOPHOrO PU3UKY
OaHUX HeraTUBHUX MOAIN y po-
AVHI, TaKTUKN NpOBEAEHHS npe-
HaTanbHOI AiarHOCTMKK NpoBigHa
POrb HANEXWUTb LUUTOrEHETUYHUM
pocnigpkeHHam [3]. Bigomo, wo
KO>XXHa BOCbMa napa 3 penpoayk-
TMBHMMU Npobrnemamm noTpedye
LUUTOreHeTUYHOro AOCHIAXKEHHS,
TOMY WO (peHOTMNOBO 340pOBI
iHOMBIOYYMU MOXYTb OYyTU HO-
CisiMM XPOMOCOMHOI nepebyao-
Bu. MpuynHamn penpoayKTmB-
HUX BTpPaAT MOXYTb OYyTW: HOCIN-
CTBO XPOMOCOMHOI nepebynosu
B GaTbkiB, «npuxoBaHun» 6aTtb-

P

CeiTnin nam’siTi YygoBoOro nikaps, K1 CTosiB
0ins BUTOKIB MeOUKO-reHeTUYHOI cry6un B Opgeci
Ta obnacrTi, 3iHaiai MukonaiBHi )KnBau npuces-

YyeTbCS.

KiBCbKMA MO3aiLM3M, HasIBHICTb
[00aTKOBOI MapKepHOI XpOMOCO-
MM (Mar), a TakoX, 3a NPUNYLLEH-
HAM OesKnx OOChigHWKIB, reHe-
TUYHO 3yMOBIIEHa TeHAEeHUis Ao
HEePO3XOMKEHHST XpOMOCoM [3-5].

MeTa gaHoi po6oTn — yuto-
reHeTu4He 0B6CTEXEHHSA NOAPYX-
Hix nap i3 NMP®.

MaTepianu Ta meToau
AOChNigXeHHSsA

LinToreHeTn4He obCTEXEHHS
KOXHOT NOAPY>KHBbOI Napw 34inc-
HIOBanu 3a nokasHukamu, npum-
HATUMW Y KNiHIYHIA reHeTuLi: Ha-
SIBHICTb B @HaMHE3i ANTWHU 3 XPO-
MOCOMHUMK aHomanismu, MINBP
i/abo MAP; cnoHTaHHi abopTu Ha
Pi3HNX TepMiHax BariTHOCTI; MepT-
BOHAPOKyBaHICTb | 6e3nnigHiCTb
[3].

LinToreHeTn4Hy AiarHOCTUKY
npoBOAMIM Ha npenapartax Me-
TapasHNX XPOMOCOM, OTPUMaHMX
3a CTaHOapTHUMW MeTOAUKaMu
[6]. |opeHTudikayito xpomocom
BMKOHYBanu BignosigHo oo ISCN
(2005) [7] nicnga andepeHuiiHo-
ro 3abapeneHHst xpomocom GTG-
i C-meTogamu. 3 4OMOMOro Me-
TahasHoro aHanisy gocnigxysa-
nn 29 metadas KOXHOro 3 rno-
OPYXOKS1, Y pasi «MpUXOBaHOro»
Mo3aium3amy abo HasiBHOCTI O-
0aTKOBOI mar-xpoMoCOMU — He
mMeHLwe 100.

Pe3ynbTat gocnigxeHHsA
Ta iXx 06roBOpeHHs

Bigomo, Wwo HasBHICTb Y 04HO-
ro i3 nogpyxoks 36anaHcoBaHoi
TpaHcnokauii (t) nigsuLLye pnsuk
HapOKEHHS OUTVHM 3 XPOMOCOM-
HO natonorieto abo moxe 6yTn
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MPUYNHOIO 3BUYHOTO HEBUHOLLY-
BaHHSA [8]. YacToTa HocincTBa
XPOMOCOMHMX Nepebynos, Lo He
nosHa4vanacs Ha dpeHoTuni iHau-
BiyyMiB 3 HEBMHOLLYBaHHAM Ba-
riTHOCTI, cTaHOBUTL 2,3 %, LLIO Npw-
6nmsHo y 10 pasiB BULLE, HIX Y
3aranbHivi nonynadii (0,19 %) [9].

Ha ymMtoreHeTU4Hy AiarHocTu-
Ky Byna HanpaBneHa nogpyxHs
napa A. 3i 3BU4HUM HEBUHOLLY-
BaHHAM BariTHOCTI. Y pesynbTari
AOCNiAXEHHS BCTAHOBMNEHO, LLO
ApyxrHa A. € Hociem 36anaHco-
BaHOI peLmnpoKHOT TpaHcnokauil
KOPOTKOro nsieya XpomMocomm 2
Ha KOpoTKe nrieye XxpoMocomu 1
i JOBroro njeya xpomocomu 2
Ha goBsre nrede xpomocomu 1
(puc. 1, a). Kapiotun npobaHga A.
— 46,XX,t(1;2)(1pter -> 1p10::
2p10 -> 2pter;1qgter-> 1910::2q10
-> 2qter). XpomocomHui Habip
yonogika A. y Hopmi — 46,XY.
Mpn pOAWMHHOMY HOCIWCTBI XpoO-
MOCOMHUX NepebynoB pusmk Ha-
poXeHHs anTuHu 3 MINBP Ba-
pitoe Big 0 oo 50 % i 3anexuTb
Bi AOBXWHN TPaAHCNOKOBaHUX
OINAHOK, WO BM3HA4Ya€ XWUTTe-
3AaTHICTb NoaiB 3 He3banaHcoBa-
HMM KapioTunom. Y npobanga A.,
HaniMOBIpHille, 3UroTN 3 aHo-
ManbHUM HabopoM XpPOMOCOM,
Yyepes MPUCYTHICTb NOTPINHOT A0-
31 reHiB JOBroro nrevya Xxpomo-
comm 1 (abo 2) (puc. 2, a (5; 6)),
abo 3 TpMCOMIED 3a KOPOTKUM
nneyem xpomocomun 1 (abo 2)
(puc. 2, a (3; 4)) HexunTTE3OaTHI
1 eNniMiHYOTbCS Ha PaHHIX TepMiI-
Hax po3BuTKy. NepepnBaHHs Ba-
MTHOCTI NP XPOMOCOMHIl aHo-
Marnii y 3apogka 3anobirae Hapo-
DPKEHHIO AUTUHU 3 TSXKKMMKU Ba-
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AaMn po3BUTKY i CBIgYNTbL Mpo
GionoriyHy AouinbHICTb MUMO-
BinbHOro abopty. Ha anb, na-
TOreHes nepepuBaHHs BariTHOCTI
npu XpOMOCOMHI naTosorii 3a-
nuwaeTtbes Hesigomum [10].
[onoaTkoBOK AEMOHCTpAL€to,
KON OBTSXKEHUIN aKyLLepPCbKUiA
aHaMHe3 3ymoBrieHuin 36anaHco-
BaHOI nepebyaoBoto B OOHOMO 3
NOAPYXOKS, € NoapyxHa napa T.
Mpn yuuToreHeTM4HOMY OBCTEXEH-
Hi y YonoBika (npobaHg T.) ineH-
TudbikoBaHa TpaHcroKaLisi TepMi-
HanbHOI YaCTUHU OOBroro nnevya
(qter->g32) xpomocomu 13 Ha
KOpOTKe nrieye xpomocomu 8 (puc.
2, 6). Kapiotun npobaHga T. —
46,XY,der(8) t(8;13)(p23,2;q32).
Taka nepebynoBa moxe 06ymMoB-
NOBaTU HAPOPKEHHS B OPY>KUHU
T. gk 3gopoBux aiten (6e3 abo
3 TpaHCroKauiet, aHanoriYHow
GaTtbkiBCbKin (puc. 2,6 (1; 2)), Tak
i giTen i3 XxpOMOCOMHO NaToso-
rieto (4acTkoBO TpUcomieto abo
4YaCTKOBOI MOHOCOMIEID 3a Tep-
MiHanbHO AinsHKo (qter -> q32)
xpomocomm 13 (puc. 2, 6 (3; 4)).
PoaunHa T. 3BepHynacs B Meau-
KO-reHeTUYHy KOHCynbTauito 3
nNpvBO4Y HEBMHOLLYBAHHS BariT-
HOCTi (4 MUMOBISIbHUX BUKUAHI).
MMOBIpHO, y XiHKKN eniMiHyBarnu-
cs1 eMbpioHu (nnoawm) i3 xpomo-
COMHUM gucbanaHcom. 3Bmyan-
HO, 340POBUIA XKIHOYNIA OpraHi3m
abopTye embpioHu (nnoam) 3 aHo-
ManiaMu po3BUTKY, Taknin nNpu-
pogHuii 0obip, Wo moxe Biaby-
BaTUCS TaKoX Ha CTadisix 3urotu
Ta paHHbOI GnacToumncTu i K-
HIYHO He fjiarHocTyBaTuCs, 3MEH-
Lye MMOBIPHOCTb HapOKEHHS
AanTtnHn 3 MNBP, y ToMy ymnchi xpo-
MOCOMHOro reHesy. OgHak BiH
LinKoM He BUMKMOYae 3a4atTtd i
HapPOMKEHHA OUTUHU 3 XPOMO-
COMHOI0 aHoMarieto. Y 3B’A3Ky 3
PU3MKOM HapOLKEHHSA OUTUHN 3
XPOMOCOMHO MaTonorieo apy-
XuHi T., y pasi HacTynHol Barit-
HOCTI, NOKa3aHa iHBa3MBHa fia-
rHocTuka. Cy4acHuii piBeHb npe-
HaTanbHOI AiarHOCTUKN O03BO-
NS€ BU3HAYMTU KapioTun nnoga
3 9-ro TWXHSA BariTHoCTi, TOOTO
icCHye edbekTUBHMI cnocib gono-
MOITW TakKuM POANHAM YHUKHYTU
HapOLXXEHHS XBOPOT AUTUHWN.
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Puc. 1. HopmanbHi Ta yTBOpeHi y pe3ynbTaTi 30anaHcoBaHOI CTPYKTYp-

Hol nepebynosu (*) xpomocomm:

a — 36anaHcoBaHa peLunpokHa TpaHc-

nokauis 1p Ha 2p (1pter->1p10::2p10->2pter) Ta 1q Ha 2q (1qgter->1g10::
2g10->2qter) (npobaHa A.); 6 — 36anaHcoBaHa TpaHcnokaLia TepMiHanbHOI
ainaHkn (gter->q32) 13 xpomocomu Ha 8p (der(8)t(8;13)(p23.2;q32->qter))
(npobaHg T.); 8 — meTadasHi NnacTuHKM 3 POBEPTCOHIBCLKOK TpaHCIoKa-
yieto (der(14;21)) npobanga J1. (46,XX,der(14;21)(q10;q10),+21mat) i ii
matepi (45,XX,der(14;21)(q10;q10)); 2 — der(14;21)(q10;910) (npobang H.);
0 — peneTtoBaHa X-xpomocoma (*) Ta dparinbHa (*) 16-Ta xpomocoma
(npobang K.). MikpodpoTtorpadii, ok. 10 x npo. 100

OpHi€eto 3 NPUYNH HAPOOKEH-
HS XBOPOI ANTUHN abo 3BMYHOTO
HEBMHOLLYBAHHSA € HasIBHICTb B
ofHoro 3 6aTbkiB pOGEPTCOHIBCh-
Koi TpaHcrnokauii (rob). Rob —
0co6nMBUIA TUN XPOMOCOMHUX
nepebyaoB i3 3any4eHHAM akpo-
LEHTPUYHMX Xpomocom 13, 14,
15, 21 22. YTBOpeHHS rob Biaby-
BaETbCA 3a PaxyHOK 3MUTTS JOB-
rMx nneyvyen akpoueHTPUHHUX
XPOMOCOM 3 OHOYaCHOK BTpa-
TOH 060X KOPOTKMX Nnevein. Llen
TN NnepebynoB € OfHiel0 3 Han-
YacTiWmnX CTPYKTYPHUX aHOoMarin
XPOMOCOM, YacTtoTa rob cTaHo-
BuTb 1 Ha 1000 iHgmeigyywmis [11].
Rob i3 3anyyeHHAM romonorivyHmx
XPOMOCOM [JOPiBHIOKOTbL HE BiNnb-

we 10 %, TMMyacoMm $K i3 3any-
YEHHSM HEroMosOriYHNX XPOMO-
com — 6numsbko 90 %. Cepepg
LUMX aHOManin HanbinbLl YyacTu-
mu € rob(13q;14q) i rob(149;21q)
— 76 10 % BignosigHo. 3aranb-
Ha 4YacToTa iHWMX rob OUiHIETb-
cs 9K 15 % i Hwkye. 3a3HayeHi
XPOMOCOMHi nepebyaoBu He no-
B’s13aHi 3 aHOManbHUMKN PEHOTU-
nosumu nposieamu. Lle nosc-
HIOETLCS TUM, LLLO KOPOTKI nnedi
YCiX aKpOLEHTPUYHMUX XPOMOCOM
MIiCTATb He Kodytodi caTeniTHi
OHK i reHn pubocomanbHoi PHK
(18S i 28S), BTpaTa AKMX CyTTE-
BO He NO3HA4yaeTbCs Ha heHo-
Tvni. OgHak iHaueigyymmn 3 rob
BXOOATb Y rpyny puU3uky Hapo-
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Puc. 2. CxemaTu4dHe 300paxxeHHs pOpMYBaHHS ra-
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meT (G) i auroT (F) y HoCIiB 3i CTpykTypHOto nepebyno- |F {
BOKO XpomMocoM: 1, 2 — 3Mrotu 3 HopMarnbHUM Habo-
poM XxpomocoM (6e3 abo 3i 36anaHCOBaHOK CTPYKTYp-
Hoto NepebynoBoto, aHaNoriYHOW OaTbKIBChKIN); 3—6 —
31UroTK 3 XpOMOCOMHOI0 NaTonoriet; a — npobang A.;

6 — npobaHg T.; 8 — npobaHg J1.

PKEHHS OiTEN 3 YNCTIEHHMMUN XPO-
MOCOMHUMM aHOManisiM1 1 yHina-
PEHTHOIO ANCOMIEID, a TaKOX 3a
MWUMOBINTIBHUMWN BUKULOHAMMN.
Bigomo, Wo HagaBHICTb B 04-
HOro 3 6aTbKiB rob i3 3any4YeHHsm
XpomMocomu 21 Moxxe Npu3Boaun-
TW [0 HAPOKEHHS OAUTUHN 3 TPU-
comieto 3a xpomocomoto 21. MNpu-
6nun3Ho y 5 % Aiten 3 CMHAPOMOM
[ayHa BusiBnAeTbCA rob i3 3any-
YeHHsIM XxpoMocomun 21. Tak, npu
UMTOreHETUYHOMY OBCTEXEHHI
noapyxoka 1., y sikux Bif nepLuoi
BariTHOCTiI Hapoamnacs AiBYnHKa
i3 cmHapomMom [layHa (kapiotun
46,XX,der(14;21)(910;910),+21mat
(puc. 1, 8)), 6yno BCTaHOBMEHO, LLO
MaTu OUTUHK € HOCIEM rob — Ka-
piotun 45,XX,der(14;21)(q10;q10)

P

(puc. 1, 8). Y gaHomy Bunagky,
Ta y OBOX iHWWX, A& OOUH 3 Mno-
Apyxoks 6yB HOCiEM rob Xpomoco-
mun 13 Ha 14 (poguHa H.) (puc. 1,
2) i xpomocomn 14 Ha 15 (cim’'s
I.), Tinbkn iHBa3MBHa AdiarHoc-
TVKa JONOMOXE YHUKHYTU Hapo-
DPKEHHS XBOPOT OAUTUHU (puC. 2,
8 (3—6)) i HapoauTK 3gopoBe An-
TA (puc. 2,8 (1, 2)).

CepiiosHy npobnemy B poau-
Hax i3 NMP® cTtaHOBUTbL MO3aiLM3M,
y TOMY YUCHi «MPUXOBaHU», 3a
roHocomamm abo aBTocomMmamm, Oc-
KiNbKW, SIK NpaBuIio, y iXHixX HOCIIB
30epexxeHa 30aTHICTb BiATBOPHO-
BaTK notomcTtBo [3; 5]. Xpomo-
COMHMI MO3aiL13M 3yMOBMEHUN
NOPYLUEHHAMM Ha MOCT3UrOTHIN
cTagii embpioreHesy. OpraHiam y
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LuboMy pasi chopMOBaHuUIA OBO-
mMa abo GinbLie KNoHamu KniTuH
i3 Pi3HOK XPOMOCOMHOK KOHCTU-
Tyui€to, WO 3aKpinunmncsa B OH-
TOreHesi KNiTUHHOI cernekuieto.
CniBBigHOLLEHHS KIITUHHMX KIO-
HiB 3anexuTb Big cTaail po3BuUT-
Ky 3UroTu, Ha siKivi Bigbynocs my-
TauiriHe nopyleHHa. Tak, y pe-
3ynbTaTi NOPYLUEHHs B OAHin (abo
AEeKiNbKOX) KMiTMHaxX Ha Mi3Hix cTa-
Aissx opobneHHsa 3UroTu yTBO-
PIOETBLCS IHAMBIAYYM, BinbLua Ya-
CTUHa KMiTUH SKOr0 Mae Hop-
MasnbHUI XpPOMOCOMHMI Habip, a
He3HayHa — aHOMarbHUI («npu-
XOBaHWI» MO3aiLm3m).

Y npob6aHga P., apyxuHa siko-
ro ABiyi nepepuBana BariTHICTb
3a MeaNYHUMM NOKa3HUKamu, byB
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BUSABIIEHUI «NPUXOBaHUI» aHo-
MaribHWUI KITOH KNiTUH 3 JoOaTKO-
BOIO XpOMOCOMOI0 21 y MiHiManb-
HoMy BiacoTky — 4,6 % (pwc. 3,
a). Kapiotun npobanga P. — mos
47,XY,+21 [6] / 46,XY [131].
Kapiotun gapyxuHn P. y HopMi —
46,XX. HasgBHicTb Takoro mo3sai-
LM3My B OHOTO 3 MOAPYXOKA MO-
Xe ByTU NPUYNHOK HAPOAXKEHHSA
AVTUHN 3 OOaTKOBOM 21-10 Xpo-
MOCOMOI BGaTbKIBCbKOrO MOXO-
PKEHHs1. Y niTepaTypi BUCIOBItO-
€TbCA NPUMNYLLEHHS po3rnaaaTty
«MNPUXOBaHUM» MO3ailn3m K ge-
SIKy XPOMOCOMHY HeCTabinbHICTb,
sIka BUHMKNA CMOHTaHHO B 1—
2 KNiTUHaX, TOMY TakuX nauieHTiB
cnig, iMoBipHO, 3apaxyBaTu go
rPynn pU3KKy LLOAO YTBOPEHHS ra-
MET 3 aHeYNSI0IAHMM KapioTUMOM.
HacTynHuin KNiHiYHWIA BMNa-
[AOK CTAHOBWTb iHTEPEC LLOAO Ha-
SIBHOCTi Npun MO3ai4HOMY Kapio-
TUNi ABOX aHOMAarbHUX KITITUH-
HUX JiHI: 0gHa — 3 MOHOCOMIE
3a X-XpOMOCOMOI0; Apyra — 3 Ha-
SIBHICTIO ABOX X-XpPOMOCOM, Of-
Ha i3 IKMX geneToBaHa 3a TepMi-
HanbHO AinsHkoto (qgter -> q22)
posroro nnevya (puc. 1, 8). Cnis-
BiAHOLUEHHS KIITMHHUX KITOHIB —
1,4 : 1. Kapiotun npobanga K. —
mos 45,X [59]/ 46X,del(X)(pter->
g22:) [41]. Bigomo, wo ansa am-
depeHLitoBaHHS | HopMaribHOro
OYHKLiIOHYBAHHA SIEYHUKIB i, rO-
NOBHe, ANs 403piBaHHS OOLUUTIB
HeobXxiaHa HasABHICTb NOABIAHOT
[031 OesiKNX reHiB, nokarnisoBa-
HMX Ha 060X Nnevax X-xpomMoco-
MK. 30Kpema, XPOMOCOMHI AiNsH-
kn Xp11.2-p22.1, Xq13-921 i
Xq26-928 BignosiganbHi 3a po3-
BUTOK dbepTuribHMX roHas. Bea-
KA€ETbCSH, WO reHn, HeobXxiaHi
Ans nNigTpuMKn OyHKLiOHaNbHOI
34aTHOCTI OOUMTIB, FIOKani3oBaHi
Mk Xp21 i yueHTpomepoto [11].
3acnyroBye Ha yBary HasiB-
HicTb Yy npobaHaga K. B 0b6ox
KIITUHHUX THIAX KNOHIB KMITWUH
3 bparinbHOK XPOMOCOMOHK
16(fra(16)(g22.1)) (auB. puc. 1, 0)
— W0 € BapiaHTOM HOpPMW Bia-
nosigHo o ISCN [7]. OagHak Bi-
AOMO, WO HasiBHICTb JlaMKOro
canTa MoXe nNprM3BoauTN 40 Xpo-
MOCOMHMX aHOManin: geneuin,
aUeHTpUYHMX bparMeHTiB, 6a-
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Puc. 3. MikpodoTtorpadii meTadpasHux nnactvH: a — 3 404aTKOBOK
21-10 XpOMOCOMOK («NPUXOBaHUN» Mo3aiymMam — npobang P.); 6 —
3 MX xpomocomoto (47,XX,+mar — npobang M.). Ok. 10 x npo. 100

ratopagianeHux diryp. Tomy ga-
HUIA dpakT NOTPIOHO TakoX B3sI-
TV A0 yBaru nNpu Meauko-reHe-
TUYHOMY KOHCYFbTYBaHHI MOAPYXK-
x4. MNpn Y3 npobdaHaa K. Busie-
neHa rinonnasis matku 1-ro cTy-
neHs (ii poamip 40-33-38 mm) i
rinoroHagu3m (po3mipu SEHYHUKIB:
nisoro — 19—-18-18 mm, npaso-
ro — 17-16-18 mm). Y gaHomy
pasi, 3 ornagy Ha ocobnuBOCTI
Kapiotuny npobaHaa K., BupilleH-
HS NUTaHHS NPO 3a4aTTs | HApOo-
PKEHHS 300POBOI ANTUHN MOX-
NMBE TiNbKK i3 3aCTOCYBaHHSIM J0-
MOMDKHUX PenpoayKTUBHUX TeX-
Honori. Lli TexHonoril HagatoTb
KiHKaM, aki 6axalTb cTaTu Ma-
Tepsamu, i paHiwe Gynun npupe-
YyeHi Ha 6e3nnigHicTb Ta BTpaTy
OiTen, NeBHUI | YMMarun LaHc
3aBariTHITU M HAPOAMUTU HE TiNTbKK
XUBUX, ane i 30opoBux AiTen.

Ocobnuee micue cepen npu-
ymH MNP® i xpomocomMHOI naTo-
Joril JIIAMHM nocigaloTb HeEBe-
NWUKi HAOYUCINEHHI MapKepPHI Xpo-
mocomum (MX). YacrtoTa ix 3ycTpi-
YyanbHOCTi KonnBaeTbes Mixk 0,65
i 1,5 Ha 1000 4onosik, NnpuyomMy
40 % BunagkiB — poauHHI [12—
15]. MapkepHi xpomocomn — Lie
00OaTKOBUIA XPOMOCOMHUIA MaTe-
pian y Burnag;:

1. MapkepHi XxpoMocoMH, SKi
He MICTATb eyXpOMaTUHOBI cer-
MEHTU XPOMOCOM, — MOXIIMBa
NPUCYTHICTb paroHiB aaepueyT-
BOpeHHs (AY).

2. MapkepHi xpomocomu, Wo
MICTATb eyXpOMaTUHOBI CEerMmeH-
TN XPOMOCOM.

3. MapkepHi XpoMOCOMM 3 «HEO-
LEeHTpoOMepammny».
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4. MapKepHi XpOMOCOMMU, LLO
MiCTSITb MaTepian ABox abo binb-
e xpomocom [16].

MapkepHi xpomocomun nep-
LLIOro TUMY HE YMHATL NOMITHOIO
BNNUBY Ha dpeHoTUN Hocis. Bia-
CYTHICTb KITiHIYHUX NPOSABIB MO-
AioHnx MX 3gaeTtbes Winkom no-
rYHUM, TOMY LLO BOHU HE MICTATb
€yXPOMaTUHOBUX CETrMEHTIB i
dYHKLIOHANbLHO aKTUBHUX rEeHiB.
OpHak popmyBaHHA uux MX mo-
)Xe BKa3yBaTu Ha MiaBULLEHY XPO-
MOCOMHY HeCTabinbHICTb | Ha He-
obxigHicTb npoBeaeHHs OinbLu
peTenbHOro LUMTOreHeTUYHOro
aHaniady. KniHiyHo 300poBi HOCIT
MX BXoadaTb y rpyny pusnky Ha-
POKEHHSA AiTEN i3 XPOMOCOMHM-
MU aHoManisiMu 1 yHiNapeHTHOo
ONCOMIED, a TaKoX 3a MUMOBINb-
HUMKU BUKNMOHAMKU. OgHaK BUSAB-
neHHsa y nnoga (npv iHBa3uBHil
aiarHocTuyi) MX i3 monekynsp-
HUM CKIagoM, aHanoriYyHum xpo-
MOCOMi DEHOTMMNOBO 340POBOI
maTepi, Aae nigcrasy Ans 36epe-
YKEeHHS BariTHocTi [17].

Ha yutoreHeTnyHy giarHocTu-
Ky 6yna HanpaBneHa NoapyXHs
napa M. i3 MP®. Y pesynbTari
NpoBeAEHMX OOCTIMKEHb KapioTn-
N APYXXMHU | YonoBika ineHTndi-
KoBaHi BignosigHo: 47, XX,+mar i
46,XY. B ycix 100 npoaHanizosa-
HUX KNITUHAX APY>XUHW BUSABNE-
Ha HaguucnenHa MX (mar). Jo-
AaTKoBa XpoMocoMa Mana Bu-
rnag i30XpoMOCOMU 3i CynyTHU-
KOBUMM HUTKAMMU i CynyTHUKaMM
(puc. 3, 6). OcobnunBOCTI CTPYK-
Typv BusiBneHoi MX 0o3BonsioTb
NpUNyCTUTK, LLIO BOHA € NOXIAHO0
OAHIET 3 aKPOLEHTPUYHUX XPO-
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MocoM. Bigomo, o 6nmsbko 80 %
MX € isoxpomocomamm 3a KOpoT-
KMMU NnievYamm akpoLeHTPUYHNX
i OesKnx OBOMNEYOBUX XPOMO-
com [18]. OgHak ToYHe BM3Ha-
YEHHSI MOXOKEHHS | cKnagy Bu-
SIBIIEHOT HA44YNCITIEHHOT XPOMOCO-
MU METOAAMM KITaCU4YHOI umMTore-
HETUKM BKpaln npobnematunyHe i
3HaxXoAMUTbLCA 3a MexaMu 1T po3-
AinbHOI 30aTHOCTI. BUaHaunti xpo-
MOCOMHY HarnexHictb MX 0o3Bo-
NSA0Tb METOAM MONEKYNSAPHO-LM-
TOreHeTMYHOro aHanisy. [1ns npo-
BEeJEHHA TaKoi OiarHOCTUKKU, a
TaKOX AN o6rpyHTYBaHHS, po3-
pOOKM | BUKOHAHHSA NepeaiMmniaH-
TaLiHOT AiarHOCTMKM 3 METOHO Ha-
POIPKEHHSA 340POBOT AUTUHU NPO-
6aHagy M. 6yno pekomeHOOBaHO
NPOAOBXUTN OBCTEXEHHS Y Kni-
Hibi «MICUOA-IVF» (KuiB). Takum
YMHOM, XiHKaMm, BariTHICTb i no-
norv B SKUX Hanexartb A0 KaTe-
ropii BUCOKOro pu3unKy, Heobxia-
Ha BMCOKOCNeLianizoBaHa Me-
AMYHa gornomora, Wwo 3abesnevye
KOHTPOJIb 3a PO3BUTKOM eMObpio-
Ha i nnoga. CyyacHuii Habip 3a-
co0iB NpeHaTanbHOI giarHOCTUKK
Hagae LUMPOKI MOXITMBOCTI Ang
aKkTunBHoI npodinakTukum MNBP, wo
[J03BOMSATb 3HU3UTKU KiNbKICTb
HapOKEHHS AiTen 3 aHomanis-
Mu po3BuTky Ha 30 % [19].
OTxe, uMTOreHeTN4He obCTE-
YKEHHS NOAPYXHIX Nap A03BONU-
N0 BCTaAHOBUTU, WO MNMPP y HUx
06YMOBIEHO reHEeTUYHUMU (PaK-
Topamu, Ha nigcTaBi OTPUMaHNX
AaHWX TikapeM-reHeTUKOM po3-
paxoBaHO PU3NK HAPOOXKEHHS
XBOPOI ANTUHW | PU3UK CMIOHTaH-
HOro nepepuBaHHs BariTHOCTI Ta
BMOpaHa nogarnblua TakTUKa Be-
AEHHS Takux poauH. Mogpyxoksam
00 MraHOBaHOI BariTHOCTI peko-
MeHA0BaHa KOMMIeKCHa nporpa-
Ma NoAanbLIOro 06CTEXEHHS Ta
NPoOBeAEHHS NPEKOHLENLIAHOro
NiKyBaHHSA i npodinakTuku, wo
rapaHTye HanoinbL CNpUSTAMBI
doizionorivyHi ymoBu Ha nepiog
3a4artTs [1]. [Npu HacTaHHi BariT-
HOCTi 00OB’sI3KOBE NMPOBEOEHHS
iHBa3MBHOI AiarHOCTUKM | cnocTe-
pexeHHa 3a BariTHiCT0. HaBe-
AEHi NpuKknagu € nepekoHnu-
BMM [OKa30M HeoOxigHOCTi me-
AVIKO-TEHETUYHOrO KOHCYNbTyBaH-
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HS noapyXHix nap i3 MNP i 06o-
B’SI3KOBUM KapioTUMyBaHHSIM 060X
MarbyTHiX baTbKiB.
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