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Pedepar

Meta. Oyinumu 6Hecox YUHHUKIG He TeHeMUYHOT I TeHe-
MUYHOT NPUPOOU Y BUHUKHEHHSL 3A6MUPAHHS 8A2TMHOCHT
Ha mepminax menuie i 6inbute 12 muowcnie eecmayii.
Marepian i metomu. [lposenu kniniuni ob6cmedicenns,
aHaniz reneanoriuHoi inghopmayii, rabopamopmi 0ociui-
0diCeH s, 30Kpemda, yumorenemuyni, 43 noopyscuix nap
(86 ocib) i3 3aemupanusm eacimuocmi ¢ anamuesi. Ha
niocmasi aHanizy MeouuHoi OOKyMeHmayii GU3HaUuIU
CHeKmp XpoMOCOMHUX AHOMATIU 8 Mamepiani 3aémMepaux
sazimmnocmeil.

Pe3yabrartn ii o6roBopenHst. ¥V 79,1% nodpyscuix nap
3a6MUPAHHA 6A2TMHOCMI GUABTANIU HA MEPMIHI 8A2TMHOC-
mi <12 muocnis. Haubinew wacmorw npuuunorw 3aému-
PAHHSL 86A2IMHOCMI He [eHemuyHOl npupoou Oyiu iHgpek-
yiuni 3axeopiosanns (TORCH-ingexyii) - y 44,2% nayi-
enmie ma npogecivni wkionusocmi - y 27,9% ocio. Ila-
monorito cmamesoi cghepu sussunu y 16,3% nayicumis.
YV 11,8% noopysichix nap 3i 3a6MupanHsim 8a2imuocmi
Ha mepmini sacimuocmi <12 mudicHie euseieHo niogu-
wienutl pigeHb 6064aKo602o anmuxonazynauma. 11,8% po-
ouuie nayienmie 1 cmynens cnopioneHocmi manu Heu-
HOWLYBAHHSL YU 3A6MUPAHHIL 8A2IMHOCMI 8 AHAMHe3T, aDo
orc 6e3nniods > 10 poxis. Xpomocomui anomanii 6yino eu-
s6neno y 4,7% nodpyacuix nap, a 6 9,5% noopyoicuix nap
niomeepoOA’CeHO nepuyeHmMpPUIHy iHeepcito xpomocomu 9.
Y mamepiani saemepiux sacimuocmeti ceped Xxpomocom-
HUX QHOMATILL 3aPeccmpo8ano Nepesantcants 000amKux
KONiti a8mocom i MoHocomito xpomocomu X. Xpomocommy
namonoriio GUAGUIU Ha mepMini meHwe 12 mudicHie y
32,4% embpionie i Ha mepmini binvuie 12 muodicnie - y
33,3% naoodis.

BucHoBoOK. /[ocnioocents UMOGIDHUX YUHHUKIE PUSUKY
He TeHemu4HOl [ TeHemUYHOI NPUPoOOU y ROOPYICHIX nap
30 3a8MUPAHHAM 8AIMHOCMI 0036015€ NPOIHO3YEAMU
MONCTIUBTE NOGMOPHI PenpOOYKYIUHI 6MpPamil.

Kurouosi cnoBa: anomanii xpomocom, 3aemupanns ea-
2imHOCmi, Cynymmui 3axe0pio8ants, YUHHUKU PUSUKY BU-
HUKHEHHS. 3A8MUPAHHS 8A2IIMHOCMI
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CONTRIBUTION OF DIFFERENT
ETIOLOGY FACTORS IN FADING
PREGNANCY OCCURENCE
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Aim. Evaluate the contribution of non-genetic and genetic
factors to the occurrence of early intrauterine fetal death
at the terms of less / more than 12 weeks of gestation.
Material and Methods. T%e clinical examinations, analysis
of genealogical information and laboratory studies, in
particular, cytogenetic analysis in 43 couples (86 patients)
with history of early intrauterine fetal death were carried
out. The spectrum of chromosomal abnormalities in the
materials of early intrauterine fetal death was determined
using the analysis of medical documentation.

Results and Discussion. Early intrauterine fetal death
was detected in 79.1% of married couples at the terms of
pregnancy <12 weeks. The most common cause of early
intrauterine fetal death of not of genetic nature was
infectious diseases (TORCH-infection) that found in
44.2% of patients and occupational hazards risk factors
was detected in 27.9% persons. Pathology of the genital
area was found in 16.3% of patients. In 11.8% of married
couples with stopped pregnancy at the term of less than
12 weeks an elevated level of lupus anticoagulant was
detected. Eleven point eight percents of [ degree relatives
of the patients had a history of miscarriage or early
intrauterine fetal death, or infertility more than 10 years.
Chromosomal abnormalities were detected in 4.7% of
married couples. In 9.5% of married couples was confirmed
pericentric inversion of chromosome 9. In the material of
early intrauterine fetal death, the predominance of additional
copies of autosomes and monosomal chromosome X among
chromosomal abnormalities were registered. Chromosomal
pathology was detected on a term of pregnancy less than 12
weeks in 32.4% of embryos and on a term of pregnancy
more than 12 weeks - in 33.3% of fetus.

Conclusion. Investigation of probable risk factors of non-
genetic and genetic nature in married couples with early
intrauterine fetal death allows predicting possible
repeated reproductive losses.

Key words: chromosomal anomalies, fading pregnancy,
early intrauterine fetal death, concomitant diseases, the
risk factors of fading pregnancy

Beryn
BinTBopeHHs TIOMWHU € HAJI3BUYAWHO Heeek-
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TUBHUM - Maiixke 70% 3arutiTHeHb He 3aBepIiry-
IOThCSI JKUBOHAPOKEHHsIMU. CIIOHTaHHA aHEy-
TUTOIIiS TUTO/IA € HAUTIONTMPEHIIIO MTPHYNHOI0
TaKWUX BTPAT, 0COOIMBO B MEPIIOMY TPUMECTPI
BaritHocTi. He3Baskaroun Ha Te, 110 3aru0ein eM-
CTIOCTEPIraeThes 3 MOAIOHUMH YaCTOTAMH Y Ki-
HOK 31 CIIOpaIUYHUMH Ta TIOBTOPHUMH BTpaTa-
MU, y JESKUX Tap 3 PEUUIUBYIOUUM 3aBMHUPaH-
HSIM BariTHOCTI (3B) BUSBIIAIOTH OAATKOBI aco-
HifloBaHl TeHETHYHI YHHHUKH, a B 1HIINUX - I10-
pYIIEHHS HE TeHeTHYHOi eTiosorii [ 1, 2]. ITig gac
T€HEeTUYHOTO KOHCYJBTYBaHHS MOAPYXKHIX map
13 MOPYLICHHAM PENPOAYKUiHHOI (HyHKIIT mpu
3'sicyBaHHI MPUYMH BUHUKHEHHS 3B, a Takox
IpY BU3HAUEHHI MIOBTOPHOTO PU3MKY JaHOT He-
TaTUBHOI MOJIl y pOJMHI MPOBIAHA POJb HaJle-
KHUTb IUTOTCHETUYHUM JIOCITIIPKEHHSAM. Pe3yrb-
TaTH O0OCTEKEHB MOAPYKHIX Tap i3 pEernpoayK-
ITHUMH TTOPYIIEHHSIMH CBi4aTh MPO Te, L0
4acToTa XPOMOCOMHHUX aHoMamii (XA) y HuX
MOke KosmBaTtucs Bin 4,3 mo 9,6%, a KokHAa
BOCBMa I1apa noTpedye HUTOTCHETHYHOT'O TOCTi-
JDKEHHSI, TOMY 110 (P€HOTHIIOBO 3/I0POBi 0coOU
MOXYTh OyTH HOCISIMH XpPOMOCOMHOT iepeOy1o0-
BU, a B 3araJibHii momyssAwii piBeHb XA cTaHo-
BuTh 0,5-3,0% [3-5]. Biporignicte 3By cepen-
HbOMY BUHHUKAE 3 4acToTor0 1 : 180 HOpMambHUX
recraii. 3a CTpyKTyporo BUKUIHIB, 3B nominye
cepen HUX 1 ocsirae 20% BiJl yCiX BUTIAJIKIB T1€-
pepuBaHb Ha Pi3HUX TEpPMiHAX, IPHUOMY OiJTb-
IIiCTH 13 BariTHOCTEH € TiiaHoBaHUMHU. Haiiyac-
TIIIOIO MPUYUHOIO 3B Ha paHHIX TepMiHaxX € Te-
HETUYHI aHOMaJIi1 PO3BUTKY eMOIpiOHIB: 11e Maii-
ke 70% BariTHOCTEH, 110 HE PO3BUBAIOTHLCS 10
6 TrkHIB, 50% - 1o 10 TmxHIB 1 5% - micnsa 12
TH>KHIB BariTHOCTI. Bei inmn npuunam (30% Bu-
NaJIKiB) MOXYTh OyTH NMPHCYTHIMU OJHOYACHO
[5, 6]. YnHHMKaMH, 110 PI3KO MiJBUIIYIOTH Bi-
POTiIHICTh HECTIPUSTINBOTO 3aBEPIICHHS BariT-
HOCTI €: pi3Ki TOPMOHAJIbHI KOJIMBAHHS B MaTe-
PUHCBKOMY OpraHi3Mi, MeTaOoNiyHi po3naiy,
XPOMOCOMHI 1 TeHHI aHOMaJIi1 TUI0/1Yy; TOCTPI 1H-
(ekuiifHi 3aXBOPIOBAaHHS OyIb-SKOi MPUPOIH;
XPpOHIYHI 1H(EKIIT, IT0 0COOTMBO 3arOCTPUITHCS
Ha TJIi BariTHOCTI; MIKiJTMBI 3BUYKH, 3aCTOCY-
BaHHS JIIKIB, HE JJO3BOJICHMX IIi]] Yac BariTHOCTI,

BCl aHATOMIYHI aHOMAaJTi1 MaTK!, €HIOKPUHHI TI0-
PYUICHHS, IMyHOJIOTIYH1 YNHHUKH, PaKTOpH Ha-
BKOJIMIITHBOTO CEPEIOBUINA, SKICTh CIIEPMH Ta
Bik MarepiB 1 6aTpKiB. [ToBTOpHI penpomyKiiiHi
BTpatu ([IPB) abo peunauBauii abopT € MEHII
HNOUIMPEHUMH, 10 TPAIUISIOTHCS MPHOIN3HO Y
onuiet 31 100 BariTHUX x)iHOK [7]. IcHye HH3Ka
JI0Ka3iB, 110 CBiTYaTh MPO HE BHUIIAJKOBI I'eHe-
TUYHI a0eparlii y mapu 3 HOBTOPHIUMH PETPOIYK-
niitaumu Brparamu. Ilo-mepiie, yactora BUsB-
JICHHSI aHOMaJIiii KapiOoTHITy y 0aThKiB, BKIIIOUAIO-
9u 30a71aHCOBaHI TPAHCIIOKAIII1, € BUIIIOIO CepPeT
nap 3 [1PB (2% - 5%), Hix y 3araibHii momys-
1ii (0,2%). [To-npyre, nommpenicts [IPB cepen
poandiB I cTymeHsl CIOPiHEHOCTI y XKIHOK
301UTBITY€THCS TPUONNU3HO Y 6 pa3iB MOPIBHSIHO
3 koHTposieM. CrangaptHa orinka [1PB B qjanuii
Yac BKITIOYA€E B ce0e TeCTyBaHHS Ha XPOMOCOMHI
nepeOy/I0BU y KOKHOTO 3 OaThKiB, @ TAKOX 00-
CTEXEHHS MaTepiB Ha €HAOKPUHHY (IIUTOIIO/110-
HY), aBTOIMYHHY (BOBYaKOBHIA aHTUKOATYJISHT 1
aaTudocdominiHI aHTHUTINA) TATOJOTI0, aHa-
TOMIYHI (3aXBOPIOBAaHHS €HIOMETPII0 a00 aHO-
MaJtii MaTKH), @ B OKPEMHX BUTIA/IKaX, HAIIPUK-
JaJI, Ha ycnaaKoBaHi TpoMOodiii [8].

MeToto poGoTH Oyn0 OI[IHUTH BHECOK
YHHHUKIB HE TEHETHYHOI 1 TEHETUYHOT IPUPOIN
y BUHUKHEHHI 3aBMHpPaHHS BariTHOCTI Ha Tep-
MiHax MeHIe i Oipire 12 THXHIB recTarii.

MarepiaJ i MmeToau

[IpoBenu kiiHIYHI OOCTEKEHHS, aHAJ3 TeHea-
JoriyHoi1 iH(opMartii i 1abopaTopHi T0CIiIKEH-
H$1, 30KpeMa, ITUTOTCHEeTUYHI, 43 TIOPY>KHIX map
(86 0ci0) 13 3aBMUpAHHSIM BariTHOCTI B aHAMHE3I.
[TarieHTiB 0OCTEKYBAIH BiIOBITHO IO TTPOTO-
KOJTy HaJTaHHS MEAMYHOI JJONIOMOTH, 3aTBEepIKe-
Horo MO3 VYkpainu. PeectpyBanu XpoHiuHi i
rocTpi iH(pEKIiiHI 3aXBOPIOBAaHHS, CYITyTHIO Ia-
TOJIOTFO CTATeBOi 1 He cTareBoi cdep, mpode-
CiliHI HIKiAJTMBOCTI Ta 0COOIMBOCTI KapiOTHITY
y 0c¢ib nociimpKyBaHoi rpymi. AHalli3 reHeano-
T19HOi 1H(OpMAIIl TPOBOIUBCS METOIOM OIH-
HUYHOI peecTpalii maiieHTa 3 ypaxyBaHHSIM
€TUYHUX BUMOT IPH POOOTI 3 TFOAMHOKO. [17151 BH-
3HAUEHHS CIaIKOBOT OOTSHKEHOCTI Ha PETIPOIyK-
[ifiHI TOPYIIEHHS TPOBOAMIUCH TeHEaIOT14H1
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nocnimpkeHHs. Ha mincraBi aHamizy MeauuHOl
JOKyMEHTaIlii BU3HAYMITH CTIEKTP XPOMOCOMHHUX
aHoMmauiit B matepiaini 3B B anHamHe3i.

3a0ip 3pa3KiB KPOBi 1 KyJIbTUBYBAJIH KJTi-
THH in Vitro JUIs MUTOTCHETHYHUX JO0CIiKeHb
MIPOBOAMIIM B MOKUBHOMY cepenoBuili RPMI 3
nonasanHsM OI'A npotsirom 72 roa y TepMocTari
npu t=37°C. 5151 3yTUHKY MOALTY KIIITHH Ha CTa-
nii metadasu 10 cyminri gogasanu 10 MKI/Miapos-
YHHY KOJIXILUHY, & JUT OTPUMaHHsI KpaIioi Mop-
doorii xpomocom - 100 MKI/MI po3duHy Opo-
MUCTOTO eTuaifo. CyMilll pO34YHHIB 31 3pa3KoM
peTenbHO 300BTYBAM Ta iIHKYOyBaJld B TEPMO-
crari ipu 37°C. Uepes 1,5 roj. BUKOHYBAJIH TICH-
TpudyryBaHHs KITHH npotsirom 10 xB. mpu
1500 06/xB. HamocanoBy pinuHy Bigdbupasu, 3a-
mumatouu 0,5 M1 po34nHy 13 KIIITHHAMH, 1012~
BaJIM y MPOOIpKy MO 7 MJI TIOTOHIYHOTO PO34H-
Hy xJyiopuctoro kaiito (0,075 M) ta inkyOyBanu
B TepmocTari ipu 37°C. Uepes 50 xB. cycrieH3ito
KITHH neHTpudyrysaau nporsrom 10 xB. mpu
1500 06/xB, BigOMpamy cynepHaTaHT i 10aBaid
5 MJ1 pO3YHHY OXOJIOKEHOTO (hikcaTopa - CyMi-
111 €TUJIOBOTO CITUPTY 1 JILOJSTHOT OI[TOBOT KUCIIO-
TH y criBBiiHOIIeHHi 3 : 1 1 BuTpumyBau 30 XB B
XONOAMIBHUKY TipH 5 - 8°C. Maninysuito mo-
BTOprOBas Tpuyi. [1oTiM HagOCaaOBY pigUHY
BitOMpany, a 0,5 M1 cycrieH3ii KIIITHH pO3KaIy-
BAJIM Ha TOTEPEIHBO OXOJIOKEHE MPEIMETHE
ckenblie. [Ipemaparu dpapOyBanm qudepeniiiaib-
HO 3 BUKOPHUCTaHHSAM OapBHHKA POMaHOBCHKOTO-
I'imM3u, pozunaeHoro y ¢ocdarHomy Oydepi
(pH=6,8) 1 monasanu 3-5 kpanens 0,25%-ro po3-
YUHY TPUIICUHY. AHAJII3 TIPOBOINIH 3 BUKOPHUC-
TaHHSM CBITJIOBOTO MIKPOCKOTY i3 BUKOPUCTAH-
M pexkomenpaiiii ISCN [9]. AnamizyBanu B
KOXXHOMY BUmaKy Big 20 y HOpMi 70 35 meTa-

(ha3HUX TUIACTMHOK NPH BUSBJICHHI MaTOIOI4-
HOTO KJIOHY KIIITHH 13 SIKICHOIO MOPQOJIOTIiEI0
XpOMOCOM 1 Tu(epeHIIITHIM 3a0apBIICHHSIM.

CraTucTHyHe ONpaIfOBaHHS OTPUMaHUX
eKCTIEPUMEHTAIbHUX JJAHUX TIPOBOIMIIOCS 31 3a-
CTOCYBaHHSIM METOJIIB BapialiifHOT CTaTHCTUKU
HITSIXOM PO3paxyHKy Me/liaHH, CepEeIHBOTO apud-
MeTuuHOro (M) Ta CTaHAaPTHOTO BIAXHMIICHHS (M)
3 ypaxyBaHHSM KUTBKOCTI CIIOCTEPEKEHb.

Pe3yabTaTn it 00roBOpeHHsI

CepenHiii Bik 4OJIOBIKIB TOCII/PKYBaHOI TPYITH
cranoBuB 31,0 = 0,6 pokiB (Bix 24 10 42 poKiB),
KiHOK 25,5 + 0,7 pokiB (Bix 22 1o 41 pokiB), a
3aralibHU# cepeHii Bik - 29,84+0,5 pokis. Cepen
00CTeKEHHX MO/IPYKHIX nap ofaHy 3B BusBrmM
y 29(67,4%) Bumasnkax, a8i 3B -y 11(25,6%),
Tpu 3B -y 3(7,0%). Takum ynHOM, Halt9acTimIe
cniocrepirany omuH emizon 3B. Y 34 (79,1%) map
3aBMHpaHHs BUSBJSUIM HA TEPMiHI BariTHOCTI
<12 TxHIB.

[TpoBenu peecTpallito XpOHIYHHX 1 TOCT-
puX 1HQEKIIHHUX 3aXBOPIOBAaHb, CYIyTHIX 3a-
XBOPIOBaHb CTATEBOT 1 HE CTATEBOI Cep, a TAKOK
Ta IpOoQeciiiHUX IMKIJTMBOCTEH y YONIOBIKIB i
KIHOK JTOCTipKyBaHoi rpynu. PesynsraTu cro-
CTEepEeKEHHS HaBeIeHO B Ta0. 1.

Pesynpraru, HaBesneHi B Ta0m. 1, Bkazy-
I0Th Ha Te, 1110 HAO1IBIIT YaCTOIO MPUUKNHO0 3B
HE TeHeTUYHOT MPUPoX Oy iH(EKIiiH] 3aXBO-
proBaHHs Ta mpodeciiini mkiamBocTi. Cepern iH-
¢exmiiftnux 3axBoproBanb nepesakann TORCH-
iH}ekmil. 3a JaHuMU JiTeparypu HallOIIbII He-
0e3MeYHNMH y BUIIAIKaX 3aBMHUPAHHA IUIOJA €
Taki 1HeKIi K XJamiTio3, reprec, Y1 TOKCO-
wta3mos [7]. [Ipodeciiini mkimBocTi y 00cTe-
JKEHHX TIAIIEHTIB YaCTIIIe BUSBIISUIN y BUITATKAX

Tabnuys 1

HUmosipni uunHUKY pU3UKY, GUAGIIEHI 8 0OCMENCEHUX NOOPYICHIX NAP I3 3A86MUPAHHAM 8A2IMHOCMI 8 AHAMHE3L, IKUM
nposedeHo KapiomunyeamHs.

Tepminn AV . . VN
PR Indexuiiini CynposigHa natoJoris Hp.O(I)GCII/IHl.
. . 3aXBOPHOBAaHHSA "~ "~ HMIKIAJIABOCTI
Bariruocri cTaTeBoi cepu | He cTareBoi chepu
;ig 4"“”“‘3 14(41,2%) 7(20,6%) 4(11,8%) 4(11,8%)
:92 THAHIB 5(55,6%) 2(22.2%) 8(88,9%)
43 19(44,2%) 7(16.3%) 6(14,0%) 12(27,9%)

7 - KIIbKICMb NOOPYIAHCHIX nap
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3B Ha TepMiHi > 12 TixkHIB. CHiBBITHOMIECHHS
YOJIOBIKIB 1 KIHOK, sIKi Tpodeciitno Oe3nocepen-
HbO KOHTAKTYBAJIX 3 IIKIUTMBUMH YNHHUKAMHU
NepeBakKHO XIMIYHOT MPUPOJIU, CTAHOBHIIO 5:7,
BiAmoBiaHO. [TaTonorito crareBoi cdepu gacTiie
BUSIBISTN Y JKIHOK - KICTy si€4HUKA (2), €HJI0-
metpio3 (1), miomy matku (1) - y 4 ocib, mopiB-
HSHO 3 YOJIOBIKaMH - MOPYIICHHS CIIepMaTore-
HE3Y, 0JIIr0300CIEPMit0, BapuKoIiene - y 3 ocio
npu 3B Ha tepmini <12 TmwxkHiB. Cepen iHIIMX
3aXBOPIOBAaHb Y )KIHOK PEECTPYBAIM aBTOIMYHHI
3axBOprOBaHHs (rimotupeos - 1,300 - 1), ceyo-
Kam'siHy xBopoOy (1), xponiunwmii 6ponxir (1), a
B YOJIOBIKIB - IICOpia3, MaHKPEATUT, XPOHIYHUNA
OponxiT. Y 11,8% noapyxHix nap 3i 3B Ha Tep-
MiHi <12 THKHIB BUSIBJICHO iIBUIIICHUH PIBEHB
BOBYAKOBOT0 aHTUKOarynsHra (BA). 3a nanumu
niteparypu [10] 36inbenHs BA € omniero 3 03-
HaK PO3BUTKY aHTU(HOCHOIITITHOTO CUHAPOMY.
[pu emuniii 3B cuHIPOM BUSIBISIOTH TPUOIN3HO
B 5% JXIHOK, B TOW 4Yac SK PeUUINBH 3arudeni
TUT0/1a XapakTepHi Bxke s 45% KIHOK 13 1TUM
niarao3oM. CuHapom HeOesmeuHuit i3-3a Gop-
MYBaHHS TPOMOO31B MaTOUYHUX apTepii 1 CyanH
B IUTAICHTI, 3 PUBO/Y YOTO BUHUKAE XPOHIYHA
TiMOKCis i TimoTpodis y mioaa i3-3a HecTadi Mo-
JIEKYJ KUCHIO.

VY Bcix marieHTiB i3 3B B anHamHE31 mIpo-
BOJIMUTH aHAJII3 TeHEAJIOT19HO1 iH(opmarii s
BUSIBIICHHS CiMEH 3 IOBTOPHUMU PENPOTYKITiii-
HUMH BTpataMu. Pesynbraru TOCiKeHHS Ha-
BEJICHO B TalII. 2.

Y omHOTO MarieHTa, SKuii 3BepHYyBCS pa-
30M 3 APYXKHUHOIO 3 puBoxy 3B (aHeMOpioHis)
OyJ10 BUSIBJICHO MapKEPHY XPOMOCOMY 31 CYITyT-
HUKamu (kapiotur: 47,XY,+mar). B inmomy Bu-

najKy B MOAPYXOKS 3 ABoma 3B B aHamHe3si y
YOJIOBiKa BUSIBJICHO CTPYKTYpHY IepeOynoBy -
30a1aHCOBaHy TPAHCIIOKAIIII0 MiXK XpOMOCOMa-
mu 3 17 (xkapiotun: 46,XY,t(3;7)(q26;q34), sika
MOX€ MTPHU3BOANUTH 10 BHHUKHEHHS BPOKEHIX
BaJl pO3BUTKY B motoMcTBa. OTxe, y 2(4,7%) no-
JPYKHIX TIap 3apeecTpoBaHo XA. Y 3 4ooBiKiB
JOCTIKYBaHOI TPYIIH, Y IPY’KUH SKUX BUSBIIS-
nu 3B Ha TepmiHi > 12 THXKHIB, Ta B O/IHI€T KiH-
KU, BUSIBJISUTY TIEPUIIEHTPUYHY 1HBEPCIIO XPOMO-
comu 9 - inv(9)(pl1;ql2), ska BBaKkaeThCs IMMa-
padizionoriyHIM BapiaHTOM HOpMHU. TakuM uu-
HOM, V 4(9,3%) monmpyxHiX map ImiJTBEpIKESHO
NEepUIIEHTUYHY iHBepcio xpomocomu 9. Y
5(11,6%) martienTiB mepeBakHo 31 3B Ha TepMiHi
<12 tmxHiB poaudi | cTynenst cnopigHeHOCTI
(MaMu, cecTpy) MaJId TAaKOK PETIPOAYKITiHHI 1Mo-
PYLICHHS B aHAMHE31: HeBUHONTYBaHHS 1 3B.

Ha mincraBi MeaudHO1 TOKyMeHTAIii
BUBUWIN CHIEKTP XA B eMOpiOHIB / TUIONIB TIpH
3aBMEPJIMX BariTHOCTSX Yy 3aJIEKHOCTI BiJ Tep-
MiHy. Pe3ynbratu mociijgkeHHs HaBeJIeHO B
Tabm. 3.

Pesynbraru, mpencrasieni B Tadiu. 3,
CBiAUaTh Mpo Te, MO cepen XA, BUIBICHUX B
MarepiaJi 3aBMEpIIUX BariTHOCTEH, epeBakain
AHEYTUIOIIi1 - JOAATKOB1 KOITii aBTOCOM, a TAKOXK
MOHOCOMIi CTaTeBUX XPOMOCOM, IO Y3TOMKY-
€TbCSA 3 JaHUMU JiiTeparypu [2]. Tpucomii aBTo-
COM YacCTillle peecTpyBaIn Ha TepMiHi > 12 THX-
HiB - y 33,3% Bumajkis, a Bci MOHOCOMIT Xpo-
MOCOM - Ha TepMiHi <12 TwxHIB. ¥ Marepiaii
3aBMEpJIMX BariTHOCTEH BUSBJICHO JIMIIE MOHO-
COMIIO CTaTeBOT XpOMOCOMH X, IPHUOMY B OI-
HOMY BUTIAJIKY - B MO3aiuHiii popmi B o€ THAHH]
3 HOPMaJILHUM KapiOTHIIOM.

Tabnuys 2

Ocobnusocmi MemagazHux XpomMocom, GUAGILEHI Y NOOPYICHIX Nap 3i 3a6MUPAHHAM 8A2IMHOCMI 6 AHAMHE3I, IKUM
npoBedeHo Kapiomuny8ants i Cna0Ko8a 0OMSINCEHICIb HA PENPOOVKYILHI NOPYULeHHS

Tepminn XpomocoMHa NATOJIOT ist I Penpoaykuiiini nopymeHss

3aBMHpPaHHA y 6aTbKiB HBepelt y poauuiB naunieHTiB I cTynenio
BaTiTHOCTI Y0JI0BiKH JKIHKH Y0JIOBIKH JKIHKH crnopigneHoCTi

<12 TwxHIB o o

n=34 2(5,9%) 0 0 4(11,8%)

> 12 Tk 0 0 3(33,3%) | 1(11,1%) 1(11,1%)

n=9

Pazom

n=43 2(4,7%) 0 3(7,0%) 1(2,3%) 5(11,6%)

1 - KLIbKICMb NOOPYJICHIX nap
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Tabnuys 3

Cnexmp XpoMoCOMHUX AHOMAIT 8 MaAMepIai 3aeMepaux 6a2iMHOCMell 8 3ALeHCHOCTI GI0 MEPMIHY

Tepminn XpomocoMHa NaToJI0risA Y eMOpioHiB / mioaiB
3aBMHPAHHS | TpHCOMIl MOHOCOMII e e Mo3aiuHi

BaFiTHOCTi ABTOCOM CTaTeBUX ITOJIILJION 11 TPpaHCJ/JI0KaIll KapiOTI/Il'[I/I

XpOMOCOM
1 0,

;ﬁ 4""“““3 a(11,8%) | H118%) 1(2,9%) 1(2,9%) 1(2,9%)
;192 TIKHIB | 333 30z 0 0 0 0
E:‘;M 7(16,3%) | 4(9.3%) 1(2,3%) 1(2,3%) 1(2,3%)

7 - KIIbKiCMb NOOPYIAHCHIX nap

3araiom, XpOMOCOMHA TATOJIOTis y eM-
OpioHIB / TUIONIB y MaTepiaii 3aBMEpIIUX Barit-
HOCTel Ha TepMiHi <l2 THXHIB peecTpyBaach
y 11 (32,4%) BumaakiB i >12 TwxHIB - y 3
(33,3%) BumaakiB. 3a JaHUMU JTITEPATYPH, B 11i-
JIOMY, HaHOIIBII MOMUPEHUMH TTOPYIICHHIMH
kapioturny 1pu 3B € Tprcomii aBTocoM, MOHO-
comii xpomocomu X i1 momimoimii [2]. ITigrBep-
JDKEHHSIM TOT0, 1110 TTOBTOPHI 3B € pesynbrarom
BHUITAJIKOBUX HE BiJHOBIIIOBAHUX IIOHIH € T€E, IO
MIPOTHO3 TMOIAJBINOI BariTHOCTI Kpaluil y map
MiCJIsl aHEYIUIOiTHOTO MOTOMCTBA, HIXK MiCIIs
eyIUTOIHOTO (3 HOpMaJTbHUM Kapioturiom) [ 11, 12].

TakuM YMHOM, DOCHIIKEHHS YNHHUKIB
PHU3UKY HE TEHETHYHOI 1 TEHETUYHOI IPUPOAH Y
MOJIPY’KHIX mmap 31 3B 103BOIUTE MPOTHO3YBATH
moxiuBi [IPB y marienTiB, HOCIiB XpoMOCOM-
HUX aHOMaJIii 4K BapiaHTIB XpPOMOCOM, 0CO0-
JUBO B IMOEJHAHHI 3 IHIIOI CYIyTHHOIO TaTO-
joriero. [eHeTHYHE TECTyBaHHS MPOIYKTIB 3a-
YarTs y mapH, sKi 3a3Hajd ABOX abo OiibIie
BTPAT, MOXKE JJOTIOMOTTH BHU3HAUYUTH OCHOBHY
€TI0JIOT1I0 Ta KOHCYJIBTYBAaTH MAIli€HTIB CTOCOB-
HO TMPOTHO3Y Ha HACTYIHY BariTHicTh. KapioTu-
MyBaHHS MOJPYXHIX map i3 3B 103BonTh BUSI-
BUTH 0Ci0 3 T ABUIIICHOO BipOTiTHICTIO PO3BHT-
aJIeKBaTHO1 TEHETHYHOI KOHCYIIBTaLii 1, IpU He-
00XiTHOCTi, MPOBEJICHHIO MpPEHATaIbHOI Jiar-
HOCTHUKH.

BucHoBku

1. 3aranpHuii cepeHili BiK NAII€HTIB 13 3aBMU-
paHHSM BariTHOCTi B aHAMHE31 CTAaHOBUB 29,8 +
0,5 pokiB. Y 79,1% nonpy>kHiX map 3aBMUPaHHS
BUSIBIISTM HA TEPMiHI BariTHOCTI <12 TIKHIB.
2. Haii6inpIn yacTo0 MPUYUHOI 3aBMUPAHHS

BariTHOCTI HE TEHETUYHOT MPUPOIH OyH iH]EK-
iiiH1 3axBoproBaHHS - y 44,2% mnamieHTiB Ta
npodeciitai mkimmBocTi - y 27,9% oci6. [Ipo-
deciitHi MKiIIMBOCTI y 00CTE)KEHUX NAIli€HTIB
YacTille BUSBISUIA HAa TEPMiHI BariTHOCTI > 12
txHIB. [TaTonorito crareBoi chepu 3apeectpy-
Bau y 16,3% marieHTiB, cepen SKUX IepeBa-
xanu kiHkd. Y 11,8% monpysxHix map 31 3aBMH-
paHHSIM BariTHOCTI BUSBJIICHO IIIBHIEHUN pi-
BEHb BOBYAKOBOT'O AHTUKOJIATYJISIHTA HA TEPMiH1
BariTHOCTI <12 THXKHIB.

3. XpomocomHi aHomaltii Oyso BusieiieHo y 4,7%
MAIIEHTIB 13 3aBMUPAHHSM BaritHOCTI. Y 9,5%
MOAPYXKHIX Map IMiITBEPHKEHO 1HBEPCIIO XPo-
mocomu 9. 11,6% oci6 ponnyis nmamieHTiB I cTy-
TIEHST CTIOP1THEHOCTI MaJM MOPYIICHHS Perpo-
OyKiiHOi QyHKIIT B aHaMHe31.

4. 3aranoM, XpOMOCOMHA MaToJIOTis y eMOpPiOHIB /
TUIOMIB Y Marepiasii 3aBMEepIMX BariTHOCTEH Ha Tep-
MiHi <12 TrKHIB peecTpyBaniach y 32,4% BHUIaIKiB
1 >12 twxHiB - y 33,3% Bunazakis. Tpucomii
aBTOCOM YacCTiIlle peeCTPyBaIM Ha TepMiHi >12
THXHIB - y 33,3% Bumanakis, a BCi MOHOCOMIT
XpoMocoM - Ha TepMiHi <12 tmxHiB. Cepen Xpo-
MOCOMHHUX aHOMaJIiii B MaTepiai 3aBMepJInX Ba-
TITHOCTEH TMepeBayKaJld aHEYIUIOiIIl - JOaTKOBI
KOITi1 aBTOCOM, & TAKOK MOHOCOMISI XpOMOCOMH X.
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