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MeTa — oxapaktepuadyBati BMNaak/ ancbanaHcy XxpoMocoMu 21y NAoAiB BariTHUX XIHOK FPynu BUCOKOIO PU3KKY, 30Kpema, 0CoBAnMBOCTi
npeHaranbHOI LMTOMeHETYHOI AiarHOCTUKM, a TakOX acouinoBaHi Baay PO3BUTKY Ta MapKEPHI O3HaKW, BUSBEHI 3a pesynbratami yibTpasBy-
KoBKX Aocniaxenb (Y3/).

Martepianu Ta metoam. [1poaHanisaoBaHo peaynbraryt KOMMIEKCHMX NpeHaTabHNX 0OCTEXEHb BariTHWUX XXIHOK FPYNU BUCOKOIO PU3WKY,
NPOBEAEHVIX Y BiAAINeHHI MeamumHv nnoga Yy «IHCT1TyT neaiatpii, akywepctsa i rinekonorii imeHi akaaemika O.M. Jlyk'aHoBoi HAMH Ykpainn»
3a 5 pokis: peaynsraty Y3/ Ta uytoreHeTnyaHux gocniaxeHs 200 Brnaakie ancbanaHcy xpomocomu 21 y nnoga.

Pesynbratu. Cepe/ nposeaeHnx 4748 npeHatanbHUX LMTOreHeTUYHUX AOCAIAKEHD NNOAIB XIHOK FPYMV BUCOKOIrO pU3MKY aHOMasbHI kapio-
™nn 3 aucbanaHcom xpomocomu 21 nnoaa suasneHo y 200 (4,21%) cnoctepexeHHsx. 13 Hux y nepeBaxHin BinbwocTi (n=199; 99,5%)
njiarHocToBaHo cnurapom dayHa (CL) y nnoaa, 8 1 (0,2%) Brnaaky — aeneuiio xpomocomm 21. Mpwn CL perynspHy TPUCOMIKO XpOMOCOMM 21
BM3Ha4veHo B 191 (95,97%) Bunaaky, ToaHcnokaHTHi dopmn —y 5 (2,51%) cnoctepexeHHsx, KapioTvn i3 A0AaTKOBOIO CTATEBOIO XDOMOCOMOI0 —
B 1 (0,5%) BMnaaky, BapiaHT 3 ABOMA KNITUHHIMM NiHigMu — B 1 (0,5%) cnoctepexerHi. B 1 (0,5%) Brunaaky BiAMiHEHO 0OMEXEHNIA NnaueH-
TapHWUI MO3ailUn3mM — XMOHO HeraTuBHWIA peaynbTar, skui noTpedysas BepudikaLli 3a 40NOMOro aHaniay AiMeoumTiB NyNOBMHHOI KDOBI.
BaritHi ctapworo Biky (235 pokiB) CTaHOBUAN MEHLLE NONOBUHM CNOCTEPEXeHb Y rpyni 3 agiarHoctosarnm C y nnoaa (n=92/199; 46,2%).
OxapakTepr30BaHO OCHOBHI NMOKa3aHHA ANS NPOBEAEHHS iIHBA3VBHOI OjarHOCTVKM Ta ii pidHOBMAW. MokadaHo, wo Y3-3Haxioku y Bumagi
BPOOXEHVX Baf, PO3BUTKY Ta/ab0 MapKepiB XpOMOCOMHOI NaTonorii BusiBfneHo B 78% Bunagkax y nnoaiB i3 aucbanaHcom 21 XxpoMOCOMU;
y 22% Burnagkax NoaibHi Y3-3Haxiaky Oynu BiACYTHIMM, i NOKa3aHHAM A5 iIHBa3WBHOI NpeHaTanbHOI AiarHOCTUKI Oyv CTapLunii BiK BariTHOI
ab0 i301bOBaHI 3MiHW BIOXIMIYHIUX MaPKEPIB.

BucHoBKM. [lycbanaHc xpomMocomn 21 y mioaiB nepeBaxHo NPeacTaBAeHniA TOUCOMIEID, BMNaaKK Aenelii XxooMocoMu 21 TpannsaioTb-
cs BKpav pigko. TapretHe Y3/ e BaxnvBUM A5 CKPUHIHMY Ta AiarHOCTUKMA XDOMOCOMHYIX aHoManiin y nnofa. Cnif, yHukaTn KOHCYNbTyBaHHS:A
BariTHYX FPYN BUCOKOIO PU3KKY Ha NiACTaBi «<HOPManbHNx» pedynstatiB Y3/, 3a neBH1x 00CTaBMH AOUNBEHO NPOBOAMTM BIONCI0 NNaUeHTH
B APYroMy TPMMECTPI BariTHOCTI B yMOBax CreLianisoBaHnx LEHTPIB | BiAAINEHb TPDETHOIO PIBHS.

JocnigxeHHa BMKOHAHO BIAMNOBIAHO 00 NPUHLUMNIB FenbCiHCHKOT Aeknapadi. [poToKoN AOCNIIXEHHS yXBaneHO JTIOKanbHUM eTUYHUM KOMITE-
TOM 3a3Ha4eHoi B poOOT yCTaHOBW. Ha MpOBEeAEHHA AOCNIAXEHb OTPUMAHO IHPOPMOBAHY 3rofly NaL|EHTIB.

ABTOPY 3a8BNSHOTb NPO BIACYTHICTb KOHMAIKTY iHTEPECIB.

Knio4oBi cnoBa: npeHatanbHa aiarHocTvika, XPOMOCOMHI aHoMalii, KapioTin, xpomocoma 21, Tpucomia 21, cuHopomM dayHa, aeneuis 21,
0BMEXEHNIA MNALEHTaPHNIA MO3aiLM3M, BDOOXEHI Baf PO3BUTKY.

Results of complex prenatal examinations in cases of chromosome 21 imbalance

in the fetus
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Purpose — to characterize the cases of chromosome 21 imbalance in fetuses of high-risk pregnant women, to describe prenatal cytogenetic
diagnosis and associated ultrasound findings — structural anomalies and soft markers.

Materials and methods. The results of complex prenatal examination of high-risk pregnant women in the Department of Fetal Medicine
of the Sl «Institute of Pediatrics, Obstetrics and Gynecology named after academician O.M. Lukyanova of the NAMS of Ukraine» during 5 years
period were analyzed: results of ultrasound and cytogenetic exams of 200 cases of chromosome 21 imbalance in the fetus.

Results. Among 4,748 prenatal cytogenetic testing of fetuses of high-risk women abnormal karyotypes with an imbalance of chromosome 21
were found in 200 (4.21%) cases. In the majority of cases Down's syndrome (DS) was diagnosed (n=199; 99.5%), in 1 (0.2%) case — dele-
tion of chromosome 21. In DS, regular trisomy of chromosome 21 was found in 191 (95.97%) cases, translocant forms — in 5 (2.51%) cases,
in 1(0.5%) case there was there was an additional sex chromosome, and in 1 (0.5%) — a variant with two cell lines. In 1 (0.5%) case limited
placental mosaicism was present, with a false negative result that required verification by the analysis of fetal lymphocytes obtained during cor-
docentesis. Advanced maternal age (=35 years) was registered in less than half of fetal DS cases (n=92/199, 46.2%). The main indications for
invasive procedures and their types are described. It was demonstrated that ultrasound findings (structural anomalies and/or «soft» markers for
chromosomal pathology) were present in 78% of fetal chromosome 21 imbalance; nevertheless in 22% ultrasound findings were absent, and
the indication for invasive procedures were advanced maternal age or isolated changes of biochemical markers.

Conclusions. Chromosome 21 imbalance in fetuses is mainly represented by trisomy, cases of chromosome 21 deletion are extremely rare.
Targeted ultrasound examination is important for screening and diagnosis of fetal chromosomal abnormalities. High-risk pregnant women
shouldn't be reassured in case of «normal» ultrasound exam results. Under certain conditions, it is advisable to perform placental biopsy in the
Il trimester of pregnancy, but only in specialized tertiary centers or departments.

The research was carried out in accordance with the principles of the Helsinki Declaration. The study protocol was approved by the Local Ethics
Committee of the participating institution. The informed consent of the patient was obtained for conducting the studies.

No conflict of interests was declared by the authors.

Keywords: prenatal diagnosis, chromosomal anomalies, karyotype, chromosome 21, trisomy 21, Down Syndrome, deletion 21, confined
placental mosaicism, congenital malformations.
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pomocomua  matosoria  (XII)  mpen-

CTaBjieHa BEJUKOIO TPYIOI KiJIbKICHUX
(Tpucomii, MOHOCOMII, TPUIJIOiMIi, TeTParJIoiil)
ab0 cTpyKTYpHUX (TPAHCIIOKAILiL, [eJIettii, yTTiKa-
Iii, iHBepcii, TOIIO) 3MiH TEHETUYHOTO MaTepia-
JIy; XpPOMOCOMHI aHOMaJiii dYacTillle BUHUKAIOTHh
de novo, ajie iCHyIOTh BapiaHTH, KOJIU JesIKi 3MiHN
MOKYTh OyTi yenaakosani [20]. Hacrora i criekTp
XII monunu pi3HATBCA 3a pesy/braTaMu JIOCJIi-
JUKEHb PI3HUX TPYT i MarepiajiiB: cepell OPOCTUX,
JiTel, HEMOBJIAT, TUIOAIB, aOOPTHOrO Marepiaiy,
nepeliMIJIAHTAIlIMHUX TEeHeTUYHUX JIOCTiKeHb
tormo [6,14,18,19,24—26,28]. lo oxmiei 3 Haiiro-
IUPEHIINUX XPOMOCOMHUX aHOMAJiil HaJIeKUTb
cungpom [layna (Cl) [1]. 3a nanumu €Bpoteiich-
KOI CJIysKOM HATJISILy 3a BPOKEHUMHU aHOMAJTisIMU
(European Surveillance of Congenital Anomalies,
EUROCAT), y 2021 p. vacrora C/] cepen mio/is
cranouia 28 BumnazakiB wa 10 Tuc. mosoris [5].
[Ia XII € mHaifvyacTino TeHETUYHOIO MPUINHOIO
3aTPUMKH TICUXOMOTOPHOTO PO3BUTKY [6]. ¥ Girb-
mocti Bunazkis CJ/l mpencTaBieHnil peryJsipHO0
tprcomiero 21 xpomocomu (~95% ycix BUTIAJKIB),
OJIHaK, KpiM TOro, icHyTh iHIIi (opMu: pobeprco-
HIBCbKI TpaHCJIOKAIlll Ta i30XPOMOCOMU JIOBIOTO
miaeda xpomocomu 21 (~4%), mozainmam (1-3%),
yacTkoBi Tpucomii (<1%) [1,3,4,6,13,17].

Kniniuro CJ/I mpencraBieHWii  CKJIaIHUM
CITEKTPOM O3HaK, $SIKi 3aJly4aloTh Pi3Hi OpraHu Ta
CUCTEeMU — Yy BUIJISA/I BPO/KEHUX BaJl PO3BUTKY
(BBP), nopyuiennst ¢pyHKIii opraiis abo xapak-
TepHUX (HEHOTHUITIYHUX OCOOIMBOCTEN; ICHYE P
tunoBux mMapkepHux BBP, 3a saxwux wacrora CJ|
noxoauthb 10 30—50% — 1ie aTpio-BeHTPUKYJISIPHA
KoMmyHikaiist, Terpaga MDasio, arpesis ABaHAIIIA-
TUTIAJIOl KUIIKYU, BEHTPUKYJIOMeTraJisi, Tiloriasis
MO30J1s1cTOTO Tina [1].

[IpoTsirom TpuBasioro rnepiogy KpUuTUUYHUM pe-
rionom s po3Butky CJ/I BBakascs 21q22 [3],
OJIHAK CbOTOJIHI, IOCII/IPKYI0UM BUTIAJIKW YACTKOBUX
TPUCOMIilT XpoMOcoMH 21, aBTOPU 3BEPTAIOTh YBary
Ha 3B’430K MiX IIeBHUM T€HOTUIIOM 1 (PeHOTUIIOBU-
Mmu niposiBamu [ 13]. Bumagku yacTKOBUX TPUCOMIii
Ta iHMMX MOPYyIIeHb XpomocomMu 21 mafoTh 3MO-
Ty BUSIBJISITU PETIOHM T'e€HOMY, SKi BiITIOBiZIAl0Th
3a MeBHUM (heHOTHIL.

Bxpaii pigko TpamisioTbest 4acTKOBI MOHOCOMI1
XpomMocomMu 21; BOHM NPU3BOJAATH /10 CUHAPOMY
21q-, KUl BBAKAETHCS «KOHTPTUIIOMY» TPUCOMii
21 [8]. Ony6uikoBani gaHi ¢BigyaTh, 110 YACTKOBI
MOHOCOMiI XpomMocomu 21 reTeporeHHi 3a TIXKKi-
cTio (DeHOTUTIOBUX TIPOSBIB 3aJI€KHO BiJl PO3MIpY
Ta JIOKaJIi3allii IeJIeTOBaHOTo cerMenTa [22]. Y Haii-
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Gisbir moBroMy focurikerni R. Lyle ta cmiBaBr.
ommcani 11 BUMAAKIB i cXeMaTWUYHO BUJIIJIEH] TpH
KPUTHYHI JieJIeTOBAaHI PEriOHM 3 Bi/IMOBIIHOO TSX-
KicTiO (DeHOTUTIOBUX TPOSIBIB — BiJl JIETKOTO 10
TSAKKOTO (B yCiX BUIAJKAX CYIIPOBOIKYIOTHCS Pi3-
HUM CTyTIEHEM PO3YMOBOI BIiJICTAJIOCTi) Ta HaBiTh
setamgbHOrO [13].

[MinrpynTsam npenatanbHol giarHocTuku  XII
€ yapTpa3ByKoBuil (Y3) CKpPUHIHT [/ BUSBJICH-
Ha 3a3Havenux BBP i mapkepHmx osnak, aHamis
6i0XiMIYHMX MapKepiB i3 po3paxyHKOM iHAWBI/IY-
aJbHOTO PHU3MKY, HeiHBa3MBHE IIpeHaTajibHe Te-
CTyBaHHSI Ta iHBa3WBHA IpeHaTaJbHA [[iaTHOCTU-
ka (II1/[) y BariTHUX TpPynmu BHCOKOTO PHU3BUKY
[9,12]. Mo xapakTepHUX/MapKepHUX Y 3-03HaK
(«copr>-mapkepis) CJ/I B mneprniomy TtpumecTpi
HaJiesKaTh  301/IbIIEHHsT KOMIpPIIEBOTO POCTOPY,
arJiasisi/Tinomnsasisd HOCOBUX KICTOK, PeBEepCHUN
KPOBOTIK y BEHO3Hil MPOTOIIi, TPUKYCITi/IaJibHA Pe-
rypriraitis, 301IbIIEeHHS JTUIIEBOTO KYTa; B APYTOMY
TPUMECTPI — arasisi/Tinomnasisgs HOCOBUX KiCTOK,
MOTOBINEHHST MIMITHOI CKJIaAKu, OpaxirnedasiuyHa
(hopma roJ1iBK1, BKOPOUYEHHS CTerHa Ta I1J1e4a, BeH-
TPUKYJIOMeTaJlid, TinepTeJopusM, KiCTH CyAUHHUX
CILIETiHDb, TIMEPEXOTeHHUN KUIICYHUK, ITEN0EK-
tasig, rinepexorennuii okyc (FED) y ceprii, re-
natocrieHoMmeramist tomo [7,9,12,23]. Y 3-cemio-
THKa MOHOCOMil Xxpomocomu 21 y mo/iB BUBYEHA
HaGarato Tipine, onucaHi MOOAMHOKI BUHAAKKU ii
NpEeHATAJIBHOI IaTHOCTUKY [8].

HesBakaioun Ha BIIPOBAKEHHS TTPEeHATAIbHO-
IO CKPUHIHTY Ha HAUTIONIMPEHillli XPOMOCOMHI aHO-
Matii B OiTbITOCTI KpaiH CBITY, MOPIYHO peecTpy-
I0ThCS BUTIAZAKU HapoiKeHHs maitent i3 XII, gxi ne
Oysii JliarHOCTOBaHi TpeHaTajbHo. ToMy TIPOIOB-
JKYETbCI BUBYEHHS Y 3-CEMIOTUKU PIi3HUX XPO-
MOCOMHUMX aHOMaJiil, yTOUHIOIOTHCS ITOKa3aHHS
JI0 1HBa3UBHUX 1 HEIHBA3UBHUX JOCJIJKEHb I
MiABUTIIeHHS e(eKTUBHOCTI 3aXO/iB MpeHaTaaIbHOI
JIIarHOCTUKU.

Mema nocnijpkeHHs: — oxXapakTepusyBaTH BU-
najku aucbanancy xpomocomu 21 y mro/iB Barirt-
HUX JKiHOK TPYTI BUCOKOTO PU3UKY, 30KpeMa, 0C06-
JIMBOCTI TTPEHATAJIbHOI IUTOTEHETUYHO] /IiaTHOCTH-
KW, a TaKoK acorlifioBani BBP i mapkephi o3naku,
BUsIBJIEH] 3a pe3yJibTaTtamu Y 3/1.

MaTtepianu Ta MeTo Au AOCIAKEHHS
[IpoananizoBano pe3yJbTaT  KOMILIEKCHUX
npeHaTaTbHUX 00CTEKeHb IIO/IB BATITHUX TPY-
11 BUCOKOTO PU3UKY Y Bi/IlIJIEHHI MEIUIIUHU T1JIO-
na 1Y «IncruryT nepiarpii, akyuepersa i rineko-
Jorii imeni akazemika O.M. Jlyk’snoBoi HAMH
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Yxpainny (Y <«IITAT imeni akax. O.M. Jlyk’s-
noBoi HAMH VYkpaiuus) 3a 5 pokis. [IpoBenero
excrieptHe Y 3/l, iHBa3uBHI TpoIeAypH, ITUTOTE-
HeTUYHUU aHamis. J[JisT /leTajJlbHOTO OIliHIOBaHHS
aHaToMil IJIoJla Ta TPOBI3OPHUX OPraHiB BHKO-
pucrano Y 3-ckanepu «HDI 4000», <xACCUVIX
V20EX-EXP», «KACCUVIX V10LV-EX». Buss-
neni BBP kmacudikoBano 3rizno 3 Mixuapos-
Holo eBporeiicbkoio nporpamoio «<EUROCAT» 3
BUKOPUCTAHHAM 3arajibHOI METO/I0JIOTil KO/yBaH-
H4 Baj po3uTky [CD-10-BPA. InBasusny npena-
TaJbHY JIarHOCTUKY /I BU3HAYEHHSI KapiOTHUILY
11J10/12 BAKOHAHO BariTHUM 32 HasBHOCTI ITIOKa3aHb
micas iHgopmoBaHOi 3romu. 3aJeKHO Bif Tep-
MiHY BariTHOCTI TPOBEAEHO TpaHCcabIOMiHAIbHY
6ioricito xopioHa abo TLIAIEHTH, KOPAOIEHTES TTi/[
Y 3-koutposieMm i3 NmojajablHIMM [IUTOT€HETUYHUM
JIOCTI/KEHHSIM OTpUMaHOro Matepiany. Jliag 1u-
TOreHEeTUYHOTO J0C/IiKEeH s 6io1TaTy X0opioHa Ta
MJIATIEHTH BUKOPUCTAHO TPSMU MeTon (hikcartii
[E. Flori et al., 1985; B.C. Bapanos u zp., 1990] 3
ByiacHo Moaudikaiieto. KynasruByBanus ta ik-
caltito JiiMm(OINUTIB ITyMTOBUHHOI KPOBI MMPOBE/IEHO
3 BUKOpPHUCTaHHAM HamiBMmikpometony [D. Hun-
gerford et al., 1965]. TIpenapatt XpoMOCOM TIPO-
aHaTi30BaHO 3a JI0TIOMOTOI0 CBITJIOBUX MiKPOCKO-
miB «BX51» (Olympus) ta «BX53» (Olympus)
Ha 30impimenni X10 000. 3amuc pesysbraTy anasi-
3y BHKOHAHO 3a MiXKHapO/JHOI0O HOMEHKJATYypOIO
(ISCN, 2020). [Hua nocaimxkenbs metogom FISH
(fluorescence in situ hybridization) Bukopucrano
KOMEPIIiiiHI 30HAU 3TiIHO 3 IHCTPYKIEI BUPOO-
nukiB. [locmimkenns meronqom FISH nposeneno
Ha iHTepdazHux g1pax i MetadaszHux MIaCTUHKAX
3a gornomMoroio 30H1iB «21qterSO» (Visis), «WCP
8 SR», «12SA», «21 SG» (CytoCell).

[IpoanamizoBano 200 miarHOCTOBaHUX BUTAJ-
KiB @aHOMAJIbHOTO KapioTHUIly 3 ancOasiaHCOM XPo-
Mocomu 21 y TI0/iB 3a IOMTOMOTOI0 METO/IiB OTTH-
coBoi cratuctuku. CTaTucTHdHy 00pOOKY HaHMX
BUKOHAHO 32 JI0OTIOMOTO0I0 KOMII' IOTePHOI IIPorpaMu
«MS Excel 2010».

Hocuikenns BUKOHAHO 3TiIHO 3 TPUHITUIIA-
mu lenbciacbkol feknapaitii. Marepianu mociri-
JUKEHHST PO3TJISHYTO KOMICIEI0 3 THMTaHb €THKU
IIpU BUIIle3a3HAYEHINl yCTaHOBI Ha eTali IJIaHy-
Banus H/IP.

Pe3ynbratn gocnigkeHHs Taix 00roBopeHHs

Y sigminenni memmnunu mwioxa Y <«IITAT
imeni akag. O.M. Jlyk’suoBoi HAMH VYkpaians»
3a 5 POKiB mpoBeeHo 4748 npeHaTaIbHUX I[UTO-
FeHEeTUYHUX JIOCTI/KEHD TIO/IB JKiHOK TPYIIH BU-
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COKOTO PHM3UKY. AHOMaJIbHI Kapiotumnu 3 aucOa-
nancom xpomocomu 21 Busiieno B 200 (4,21%)
criocrepeskenHsix. Y Oinpirocti (n=132; 66%) Bu-
MaJIKiB /1IaTHOCTOBAHOI XPOMOCOMHOI IaTOJIOTii
MaTepiasoM JIJIst IIUTOTeHeTHYHIX JOCTIDKEHD 00-
pano Gionrar tranentu, y 30 (15%) Bumaakax —
Gionrat xopiona, y 16 (8%) — mynoBUHHY KpOB.
B okpemux (n=22; 11%) Bumaakax, 3BaKaioqn Ha
TepMiH BariTHocTi i gani ¥3/l, ogHouacHo poci-
JUKEHO OioTTaT TUTalleHTH 1 IMYTIOBUHHY KPOB:
y 22 (11%) Bunankax s Bepudikaiiii pesyasraTy
JOCJTIIPKEHO ITYTIOBUHHY KPOB.

VY nepeBaxuiii 6inbinocti (n=199; 99,5%) Bu-
nazakiB giarnocroBano C/ y mmoaa, B 1 (0,2%) Bu-
majIky — Jieseliio xpomocomu 21.

Cepen miarnocroBanux Bunaiakis CJ/[ y 6inb-
mocti (n=191; 95,97%) crocrepeskenb BUSIBIEHO
peryJisipHy Tpucomiio xpomocomu 21;y 5 (2,51%)
BUMAJIKaX — TPAHCJIOKaHTHI (popmu Tpucomii 21,
B 1 (0,5%) criocrepeskenHi — KapioTwi i3 gojat-
KOBOIO CTaTeBOI0 XpoMocomoio, 1iie B 1 (0,5%) Bu-
MajJIKy — BapiaHT i3 /[BOMA KJITUHHUMU JIHISMU.
Kpim toro, B 1 (0,5%) Bumnaaky siamiueHo oOme-
JKeHU TJaleHTapHuil MO3ailiu3M, YHACTI0K YO-
ro JOCJKEeHHsT Ol0NTaTy IJIaleHTH Aajo XUOHO
HeratTuBHUN pesysabraT. OnHAaK 3a pe3yJjbraTaMiu
aHaMi3y JiMQOIUTIB MTyTTOBUHHOI KPOBI BUSBJIEHO
Tpucomimo 21.

[Tokazannsa ansa II1/] cepen BumagkiB Tpuco-
mii 21 maBemeno B Tabsmmi 1. Haituacrimre moka-
sannsaMm st ITI/T 6yim BBP 1mioza B sKiHOK BikoM
<35 pokiB — 44 (22,1%) BUmagKu; Ha JAPYro-
My MicCIli — MOEIHAHHS CTapIIOTO BiKYy BariTHUX
(=35 pokiB) i BusBienns ¥Y3-mapkepiB XII
y mwmoma — 34 (17,1%) cnocrepexeHHsI;
Ha TpeThoMy — cTapiiuii Bik BaritaHoi — 30 (15,1%)
BUTIAJIKIB. 3arasiom ¥ 3-3Haxinku y surisui BBP
i/abo Y3-mapkepis XII susBieHo B 155 (77,9%)
cniocrepeskennax mpu C/l y miona, a Takox y BU-
najiky ziesiertii xpomocomu 21 (omnmcani HUzKYE).

Cuizi 3a3HauMTH, IO B JOCTIKEHi BuOipii
niarHocroBanux BunaakiB C/[ y mmoxa crapumit
BiK BaritTHuX (=35 pOKiB) BiZiIMiYeHO MEHIIIe HiXK Y
nosioBuHi Bunazakis (n=92; 46,2%). Y 20 (10,1%)
BUMAJIKaX BUABJEeHOI Tpucomii 21 eauHUM TM0-
kazanusM st 1T1J] Oysim Y 3-mapkepu B 111013,
y 14 (7,0%) — 3wmineni Oioximiuxi Mmapkepu
XIT nnoxa, me B 20 (10,1%) crocrepesxeHHAX —
IX IIO€IHAHHS.

Bpo/keni Bagu po3BUTKY ioja B 1ill BUOip-
i BusiBsieno B 79 (39,7%) cnocrepeskeHHsX. 3
HUX y Ourbimocti (n=57; 72,2%) BUNajKiB BiaMmi-
yeHo i3osipoBani BBP 1oza, a muoxxunni BBP —
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Tabuys 1
Moka3aHHa ans iHBa3MBHOI NpPeHaTasibHOI AiarHOCTU-
KW Yy BariTHUX XIiHOK rpyrnv BUCOKOIro PU3uKy
3 nigTBEepAXXeHolo TpucomMmielo 21 y nnopa

Tabruys 2
CnekTp i YacToTa i30/1bOBaHUX BPOAXKEHUX Baj,
PO3BUTKY B NIOAIB i3 AiiarHOCTOBAHOIO
Tpucomieto 21

Moka3saHHs AGc. (%)
Bik iRk 30 (15.1) Baawu po3BuTKy AGc. (%)
Bik xinkv Ta Y3-mapkepu XM nnopa 34 (17.1) Baaw cepug 42 (73,7)
Bik xiHk1 Ta BBP 8 (14,1) Baau WnyHKOBO-KMLWIKOBOTO 7(12.2)
Y3-mapkepu X1 nnona (1O 1) TpaxTy : ’
Y3- i GioximiyHi mapkepu XTI nnopa 0(10,1) Baay ceyocTaresoi cuctemu 3(5,3)
OBTAXEHWIA CNAAKOBMIA aHAMHES | 2(10) Baau ueHTpansbHol HepBOBOI 2(3.5)
Y3-mapkepu XM nnoga CUCTEMN '
BBP 44 (22,0) JNimdarrioma/rirpoma wui 2(3,5)
BBP i 6ioximi4Hi Mmapkepu X nnona 7(3,5) .
BioxiMidHi Mapkepy XTI nnoga 14.(7,0) HiapparmaneHa kina 1(1,8)
Yeboro 199 (100) Yeworo 7 (100)

y 22 (27,8%) cnocrepexenusx. Cepen 57 Bunaj-
KiB i3ospoBannx BBP naitvyacrimnie giarHocTOBAHO
i3osboBani Basu cepirst — 42 (73,6%), Baay nLTyH-
KOBO-KHUIIKOBOTO TpakTy — 7 (12,2%), Bagu cevo-
crareBoi cucremu — 3 (5,3%), Baau IeHTPATbHOI
HepBoBOi cucremu — 2 (3,5%) Bunajaku. Criektp
giarnocroBanux isospoBanux BBP unaseneno B
tabsmni 2. Cepexn 22 BUnaaKiB MHOKMHHUX BBP
Bajli CePIlsl BUSIBJIEHO B TIEPEBaKHIii OiIbIITOCTI
(n=21;95,5%), Baau 1ieHTPaJIbHOI HEPBOBOI CHCTe-
MU — OisbIir Hisk y mosoBuHi (n=13; 59,1%) cmo-
cTepekeHb TIOMIB, BaAW IMLIYHKOBO-KHUIIKOBOTO
Tpakty — y 18,2% (n=4) Bumaskax.
YnvrpasBykosi mapkepu XII mmoma BusBJeHi
B 76 (38,2%) Bunankax, i mumre y 20 (10,1%) cro-
CTEPEKEHHSIX BOHU OyJIM €IMHUM MOKa3aHHSIM
st ITI/T. Cepen ¥ 3-mapkepiB HaitgacTiine BigMi-
yaju 30UIbIIEHHS IMUIHOI CKJAJAKH, TilOoIIa3iio
HOCOBMX KicTok 1 miesoekTasiio (puc. 1). Cepen
ycix 76 criocTepeskeHb J[iarHOCTOBAHOI TpUcomii 21
3 HagBHuMu Y 3-mapkepamu XII y 89,5% sunaju-
KiB B 0/{HOTO TII0/1a BUsBsiu Bif 1 no 3 Y 3-map-

kepiB, y 10,5% BumazakiB — Bix 4 10 6 «codrs-
MapKepis.

Y mnaBeneniii BUOIpIli B OAHOMY BHUIAJIKy OT-
pUMaHO XHUOHO HETaTWBHUN pe3yJsbraT I Yac
pocuipKeHHs 6ionrary rianeHTu. Y nayienmxu I,
BikOM 29 poKiB, y TepmiHi 21 THXIeHb BariTHOCTI
iz yac Y 3 /1 sussieno BBP mnona (Cxiajina kom-
6iHoBaHa BpoKeHa Baga cepisa: Terpama Daso.
JIBoOiuHa miemoeKTasist), AKi CTaju IACTaBOIO
s IT1/]. 3BakarounHaTEPMiHBariTHOCTI i HASBHICTD
Mapkepuux BBP, mns mMakcumasbHO TIBHUIKOTO
i TOYHOrO BHM3HAYEHHS  KapioTUIy  IIoJa
ojipasy OTpUMaHO GiONTAT IJIAIIEHTH Ta MyTOBUH-
Hy KpoB. 3a pe3yJibraTaMu JOCJiKeHHst GionTa-
Ty IUIAIIEHTH BU3HAYEHO HOPMAJbHUN YOJOBIYNA
KapioTuIl, a miji 4yac aHamisy JiMOIUTIB IyTo-
BUHHOI KPOBI BUSBJIEHO YOJIOBIUMI KapioTHII
mrosa 3 Tpucomieio xpomocomu 21 (47,XY,+21).
Ortixe, He3BaXXalOUM HA TPAHUYHUN TEPMiH Ba-
FITHOCTI Ta HasgBHICTH OOMEKEHOTO ILIalleHTap-
HOTO MO3QilM3My, BIAJ0CS BYACHO BCTAHOBUTHU
MPaBUJIbHUAM JIiarHO3.

IlIuitHa cknaaka

| 0,144

Tinomuasis KicTok Hoca

] 0,125

ITienoexrasis

| 0,113

Koportke crerso

Komipuesuii mpoctip

I'inepexoreHHuit

KHALICYHHUK

T'E® B cepi

Kicty cynmuHHUX criieTiHb

| 0,062

Bpaxiuedanis

] 0,062

0,031

Tineprepomnizm

0% 2% 4%

6% 8% 10% 12% 14% 16%

Puc. 1. Po3noain 4actotu BidyanizoBaHuX yibTPa3BYKOBUX MapKepiB XpOMOCOMHOI NaTonorii B NoAiB i3 AiarHOCToBaHO Tpucomieto 21
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Puc. 2. HacTkoBi kapiorpaMmum ABOX KIITUHHMX NiHi 3a pedynstatamu aHanidy biontary nnaueHtu (36inbweHHs X10 000, G-dapbyBaHHs):

a) 46,XYt(21;21); 6) 45,XY,t(14;21)

Takosx npuBepnyB yBary Bunanok C/I y mouio-
701 JKiHKM TpU XUOHO HETaTUBHUX pPe3yJbraTrax
6ioximiuanx pocaikenb. [layienmka K., Bikom
23 poxku, tepMmiH BaritHOcTi 14—15 TwKHIB, 06-
TsoKeHU cragkoBuit anamue3 — CJI y nepioi
IUTUHU. 32 JAHUMU JOCJTI/KeHHd Tepudepiii-
HOI KPOBI TIOJIPYKIKS BUSBJICHO HOPMAJIBHUM 4O-
JoBiunii Kapiorun 6arbka (46,XY) i HOpMaIbHUI
JKinounit kapiotTun mMartepi (46,XX). 3a pesynibra-
Tamu 6i0XiMIYHOTO CKPUHIHTY TIEPIIOTO TPUMECTPY
BariTHy He BiJ[HECEHO /10 TPYNH BUCOKOTO PUBUKY
(pusux tpucomii 21 — 1:1027). Ognak, 3Baskaoun
Ha aHaMHe3, TAIliEHTKA 3BEPHYJIACS /10 BiJIisIeH-
HS MEJIUIUHY TT0/A, V dKoMy 3a gannmu Y3/ y
IJIOJIa BUSBJIEHO IOTOBUICHHS INMUITHOL CKJIAJAKU
110 3,7 MM. 3a pe3yJIsrataMu JI0CiKeHHs OiomTa-
Ty IJIAIleHTH BU3HAYEHO YOJIOBIYMI KapioTHIl 11J10-
7la 3 I0aTKOBOI XxpoMocomoo 21 — 47 XY,+21,
pesyJsibTaT Bepru(iKOBAHO JOCJIKEHHIM JiM(pO-
IUTIB TynoBMHHOI Kposi. HacTymHa BariTHicTb
3aKiHUMJIACS HAPOKEHHSIM 3/I0POBOi IUTHUHMU.

Vkpail pigkicHUM BapiaHTOM aucOaIaHcy

i3 nn
§f 41 i 18 i B
F:} 3? A ad g e

N

Puc. 3. Kapiotun nnoga 3a peaynbratamy aHanidy nynoBuH-
HOi kpoBi (36inbweHHs x10 000, G-dapbysaHHs): 46,XY,14pstk,-
21,+mar

28

XpoMocoMu 21, BUSABJIEHUM Y JIOCIKe i Bubip-
i, Oysna penewis xpomocomu 21. Hauienmxa T,
BikoM 26 poKiB, clipsiMOBaHa 10 BijiliJIeHHS Meu-
unan noga 1Y <«IITAT imeni akan. O.M. Jlyk's-
Hosoi HAMH VYxkpaiau» y TepmiHi BariTHoCTi
21 twxkzaenb. 3a ganumu Y3]l 3pobieHO Takwuii
MeZIMuHui BUCHOBOK: «CkJazHa BpoKeHa Ba-
na ceprg y nmoga: CTeHo3 JiereHeBoi apTepii, fie-
(bexT MIKITYHOUYKOBOI TEPEeTUHKH, AUIATaIlis
npaBux BijmimiB cepist. Bapiant terpaau Masio.
JIBoGiuHa BeHTpUKYyIOMerasis. /[BobiuHa mienoex-
Tazigd. lenmarocnieHomerasnis. 3HaUHI CTPYKTYpPHi
3MiHU TITAlleHTH. Y 3-MapKepu XPOMOCOMHOI Tia-
TOJIOTIT T1710/1a».

3Ba)KalouM Ha TEPMiH BariTHOCTI Ta pe3yJsTar
Y31, niist BU3HAUEHHST KapioTUILY T1JI0/Ia TPOBe/Ie-
Ho ITT/T (Gioricito mameHTy Ta KOpAOIeHTe3) i3 mo-
nasbiaM iuroreHeTunaHuM i FISH-nocaipkentsam
OTPUMAHOTO MaTepiany. 3a pe3yabraTaMu aHaJi3y
GionTary BUSIBJCHO YOJOBIYMN KapioTHI TLIoja
3 JIBOMa KJITHHHUMM JdiHigsmMu 46,XY,t(21;21)
[17] / 45, XYt(14;21) [7] (puc. 2). 3a goromorozo
FISH-giarHOCTUKY TiATBEP/KEHO YUaCTh XPOMO-
comu 21 y TpaHCIOKAISIX B 000X IMX JIHisIX.

Takox TpoBe/IeHO KapiOTUITYBAaHHS TOJPYHK-
HbOI Tmapu. 3a pesyJjbraTaMU aHali3y BU3HAYEHO
HOPMaJIBHUH KiHOumii Kapiotun matepi (46,XX)
i HOpMaJTbHUH YOJIOBIYMI KapioTuil 6aTbKa 3 1moJri-
Mopdizmom xpomocomu 14 (46,XY,14pstk).

3a pesyJbraTaMy aHajidy JiMQOIUTIB MyIo-
BUHHOI KPOBi BUSIBJIEHO YOJIOBIUMI KapiOTUTI TIJI0-
na 3 nosriMopdizMom xpomocoMu 14, MOHOCOMIEIO
xpoMocomu 21 Ta 3 10aTKOBUM (parMeHToM He-
BijjoMoro moxomkenus 46,XY,14pstk,-21,+mar
(puc. 3). 3a nonomoroto FISH-giarnocTrkm Bigmi-
YeHO YOJOBIYMI KapiOTHUII TJI0/Ia 3 TEPMiHAIbHOIO
JieJiertiero Xxpomocomu 21, iMOBIpHO, IMCTAJIbHITIIE
Jokycy q21.2 (46,XY,der(21)del(21)(q21.?72)dn.
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3a cxemoro, 3ampornonoBanoo R. Lyle Ta
crmiBasT. (2009) [13], ng nemeris 3adinae 4acTKoO-
BO TIEPIINUH PETiOH Ta MOBHICTIO — JAPYTHUH 1 TPETiH,
y TOMY YHCJi perioH i3 JjeTtajbHUM (PEHOTUIIOM.
Y gitepaTypi ONMCAaHO JUIE YacTKOBI jieJieltii
1IbOTO PETIOHY.

3a pe3yJbraTaMi MaToJOTOTiCTOJOTIYHOTO [10-
CJKeHHS BUABIEHO Take. MepTBoHapomKe-
HUU aOOPTHUH TLJTi/T 40JIOBIYOI CcTaTi 31 cTUTMaMu
mceMOpioreHe3y Ta MHOKMHHUME BPOJIKEHUMU
AHOMAJIISIMA  PO3BUTKY: MIKPOPETPOTHATIs, BU-
COKe MiHeOiH S, HU3BKO PO3TAIIOBaHi AMCILIA-
CTUYHI BYNIHI PaKOBUHU, IMUPOKUU po3TiacTa-
HUH HiC; KOPOTKA TPy/IMHA, aCUMeTPUYHa I'PyjHa
KJIITKA 32 PaXyHOK JI0ZIATKOBOTO pebpa MpaBopyd;
3MiHeHa (hopMa IMeYiHKK 332 PaXyHOK 301JIbINEHHS
JIIBOI /I0JIi Ta 3MEHIIIeHHs TIPaBoi; BpPOKeHa Baja
ceplisl — JUJaTallis MpaBUX BB 31 CTEHO30M
BYCTSI JIeTeHEeBO1 apTepii; He3aBepIIeHNU TTOBOPOT
KHIIeYHKKa; JABOOIYHA IIEJ0eKTasis; rigpoie-
damis, mo dopmyerbes (BHyTpinHs). [lnaren-
TapHa HEJOCTAaTHICTh, 00YMOBJIEHA TTOPYIIEHHSIMU
KPOBOOOITyY 31 3HUKEHHSIM BacKyJISIpU3allil Xxopio-
Ha; OOIIMPHI itmeMiyHi iH(hapKTH, HE3PiTiCTh.

Bucoxke migHebiHHs, HU3HKO PO3TAIllOBaHi AuC-
IJIACTUYHI BYIIHI PaKOBUHU Ta INMUPOKUN PO3-
miactanmii wic Bxke ommcani R. Lyle ta cmiBasr.
(2009) mnpu gmesenii nepuoro periony [13],
a TaKOK MiKpPOPETPOTHATisI — IIPH AeJellii TPeTho-
ro (srizno 3 pocrimkennsm E.D. Roberson) [22].
Banu po3BuUTKy cepiid Ta roJIOBHOTO MO3KY (Mi-
Kpottedastis) BiMi4aloThCs IOCUTH 9acTO TP Jie-
JIETISIX TIePIIoro i Apyroro perioHis. Takoxk Bimo-
MO, 1110 HasTBHICTb aHOMAJbHUX KJIITUHHUX KJIOHIB
HECTIPUATINBO BITMBAE HA (hopMyBaHHS Ta (hyHK-
1ii riarenTH [2].

Y HaBejleHOMY HaMUW BUIAJKY BIEpIlle BU3HA-
YeHi: KOpOTKa TPY/INHA, aCUMEeTPUYHA TPYy/THA KT T-
Ka 32 PaXyHOK JI0IaTKOBOTO pedpa cIpaBa; 3MiHe-
Ha (hopMa MediHKK 3a paxyHOK 30iJIbIIeHHS JTiBOI
JIOJTI Ta 3MEHIIIEHHS TTPABO1; He3aBePIIeHUH TOBO-
POT KUIIEYHUKA.

Jlani ipo yacToTy Ta npeHatajbHy MaHidecTa-
11i10 TUTIOBUX 1 PiZIKICHUX BapiaHTiB XPOMOCOMHHUX
AHOMAJII I € JIy>Ke BAXKJIUBUMU JIJIs1 YZIOCKOHAJICHHS
CKPUHIHTOBUX 1 /IIaTHOCTUYHUX TIPOTPaM, IIi/[BU-
HIeHHs piBHA 0bi3HaHOCTI JiKapisB Ta gaxkocti Y3 /1.
3a pe3yabraTaMu HaBEIEHOTO JIOCJIiJKEHHH,
vactora CJ[ y Bubipiii BaritTHuX BHCOKOTO PUBKKY,
skum riposesieno 111/1, cranoBuia 4,18%. 1le Bix-
[IOBIJIa€ MaHUM IHIIUX JTOCJIJKEHb, 3TITHO 3 SIKU-
MU, YacTOTa IMPEeHATaJTbHO JIiarHOCTOBAHOI TpPH-
comii xpomocomu 21 popistioe Bij 3,5% 10 5,8%
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[10,16]. Busnauenuii posnoisi IMUTOTeHETUYHUX
BapiaHTiB i3 NepeBakaHHAM PETyJsIPHOI TPUCOMIl
1iIKOM Bignosigae onucanomy P. Papavassiliou ta
cmiBaBT. [17], 32 BUHSITKOM MO3aiuHMX BapiaHTiB
TPUCOMIl.

Binomo, 110 BiK XKIHKM € OJHUM i3 TIE€pHINX
MeTo/iB TnpeHatansbHoro ckpuHinry CJl. Omnax
BCTAHOBJIEHO, 1110 TleBHA KijibKicTh C/l TpaniseTs-
¢4 B KIHOK MoJioquioro Biky. Pesysbratu anasi-
3y BIKY BariTHUX y HaBEJEHOMY JIOCJIJIKEHHI 110-
KasyloTb, IO cepejl [IiarHOCTOBAHUX BHIIQ/IKiB
CJ1 >KiHKM CTapIIoi BIKOBOI TPYTTH CTAHOBJISITH MEH-
1re moJsioBUHM (46,2%); 11e Y3TO/KYEThCS 3 TAaHUMU
IHITUX TOCTiKeHb [6].

3 MeTOI0 yIOCKOHATEeHHS CKPUHIHTOBUX IPO-
rpaM BUKOPUCTOBYIOTH pesyibrat Y 3/1 i 6ioximiu-
HUX jociipkedb. Y3/l mae 3Mory BUSABISATH
tuniosi BBP, a Ttakoxx wmapkepHi ¥Y3-o3Hakmu.
Y Bubipili AIarHOCTOBAHUX Y HAIIOMY BijyIiJieH-
ui Bunazakis C/l y miozxa gumre B 39,7% (n=79)
CIIOCTEPEKEHHSIX BUABJIEHO Ba/lM PO3BUTKY 3a pe-
gyabratamu Y 3/[. Ii moka3zHUKU y3TO/KYIOThCI
3 gqiteparypuumu ganumu [1,10,21]. Y 3-mapke-
pu CJI € Gijiblll TOHKMM 1HCTPYMEHTOM, OCKiJTbKU
iX BUKOPUCTAHHS He HACTIJIBKU CTaH/IAPTU30BaHO,
a liaTHOCTUYHA e(PeKTUBHICTD € MEHTIIOIO TTOPiBHS-
HO 3 BBP, Tomy Touka 30py Ha JOIIJbHICTH iX-
HBOTO BUKOPHCTAHHS Bapiloe; 0COOJUBO 1€ CTO-
CYETbCST  «COPT»-MapKepiB JIPyroro TPUMECTPY
[10,12,21,23]. ¥V HamoMy J0CJIi/IKEHH] Hal4acTi-
e BU3HAYAIMCS TOTOBIIEHHS HIMHHOI CKJaJI-
KM, TINOILIAa3isi HOCOBUX KICTOK 1 II€JIOeKTasis.
Y nocnimxkenni J.K. Morris Ta ciBast. [16] mmii-
Ha CKJIQJIKa Bifi3Havajacs SK HaW4JacTilmMi mMap-
kep Tpucomii 21, 3 irmoro 6oky, T. Ratanasiri ta
cmiBaBT. [21] BiiMivam BKOPOUEHHS CTEeTHA K Tie-
peBakHUN Y 3-Mapkep 1€l aneymioizaii. [lieroek-
Ta3is gK i301p0BaHa 3HAXIAKA, 32 JaHUMU 6araTbox
ABTOPIB, OLJIblIle HE PO3IVIANAETHCS SK MAPKED, 110
cyTTeBoO 36ibinye Bignocuuii pusuk XI1 [23].

KombGinyBanus Y3/I i mocmipkensst 6ioximiy-
HUX MapKepiB i3 PO3paxXyHKOM iHIUBIyaJbHO-
ro PHM3HUKYy JOHeAaBHa OyJI0 HAIOIIMPEHIIIOn
crparerieio ckpuniary XII mnoma [9,12]. On-
HaK, HEe3BAKAIOUM Ha BWCOKI MOKA3HUKW BUSIB-
genng XII, zaqummaBcs MeBHUN BiICOTOK XUOHO
HEraTUBHUX Pe3yJbTaTiB. Y HaIIOMY JOCJIi/KeH-
i B 10 (5,02%) i3 199 xinok crocrepiraaucs
HOPMaJIbHI pe3yJibraTi  0i0XiMiYHOrO CKPHMHIiH-
ry Tmepuioro i/abo apyroro tpumectpiB. Bisbiire
TOTO, OIVH i3 NX BUMAJKIB — y maiienTkn 3 C/|
y 1epmiol autuHu. [HII AOCTHiHUKN 3a3HAYaIn
npo Buiry vactory (18,1%) xubHO HeraTuBHUX
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pesyJibTaTiB KOMOIHOBaHOTO GiOXIMIYHOTO CKpU-
HiHTY Teprioro tTpuMecTpy 3 188 miarnoctoBa-
HUX BUIAJKIB Tpucomiit xpomocomu 21 [15].
JlomarkoBa iarHOCTUYHA I[IHHICTH KOMOIHOBAHO-
rO CKPUHIHTY, KOJM KIHKU MOTPAIIAIN /10 TPy-
I BUCOKOTO PU3UKY JIHIIIe 32 HOro pe3ysbraTaMu
(3a BizcyTHOCTI iHIIMX (HaKTOPIB), y Hallmiil BUGip-
11i cTaHoBUJIA 7%.

Habararo 6isbin pifIKicHOIO XPOMOCOMHOIO Tia-
TOJIOTIE€I0 € feJellis xpomocomMu 21. Y MemmdaHii
JiiTeparypi onmcadi Bchoro Osim3bko 60 BHUITAIKIB
i€l natosiorii. OxHak HasBHiCTE BBP y mimona ta
Y 3-mapxkepis XII gae 3mory nipuiimaT pinlieHHs 1po
HeoOxinicTs ITI/] i BuacHO giarHocTyBati BBP.

3assuuait II1/] i3 momaaplIinM IIMTOTEHETHY-
HUM JIOCJT/UKEHHSM OTPUMAHOTO Marepiajy BBa-
JKAETBCS CTAHJAPTOM JIIarHOCTUYHOTO TECTY JIJIs
npenatanbHoi giarHoctuku XII nmoxa. Haifimo-
mupenimumu Bapiantamu I1T1/] € Gioncis xopiona
B paHHi TEPMiHM BariTHOCTI Ta aMHIOIIEHTE3 Y JAPY-
rOMYy TPUMECTPI BariTHOCTI; 3piJlka BUKOPUCTO-
By€eTbcs KopzonienTes [9,12]. Oxnak Take sBuiie,
SIK OOMEKEeHWIl IIalleHTapHUil MO3all[u3M, MO-
JKe TIPU3BOAUTH 0 XUOHO HEraTUBHUX i XMOHO
MO3UTUBHUX pe3yJibratiB. Tak, 3a JaHnMu Kosrabo-
paruBnux gpocriijkens CIIA Ta €ponwm, yacro-
Ta XUOHO HETaTUBHUX Pe3yJbrariB Oiorcii xopio-
Ha craHoButh Bix 0,03% no 1,6%. [11]. Y. Wang
Ta CcriBaBT. [27] onucano 2 Bumnajaku Tpucomii 21
y 10712, HEe BU3HAYEHOI IMiji 4ac IOCJIiJKeHHS
Giomrrary muarenty, a J. Caloone ta criiBaBT. BUsiB-
seHo kapiotun 46,XX,i(21)(q10) y mroza, Toxi gk
3a pesyJisTataMu JOCJiKeHHs GionTaTy naleH-
TH IIaTHOCTOBAHO HOPMAJbHUM JKIHOUMHN KapiOTHTT
[4]. HesBaxatoun Ha 1e, 6ioricist BOPCHH XOPio-
Ha 3JIMIIAETHCS B apceHasti (axiBIliB MpeHaTa b-
HOI JIIaTHOCTUKM, OCKIJIBKY JIA€ 3MOTY TIBUKO OT-
pUMaTH J[iarHO3 Ha PaHHIX TepMiHax BariTHOCTI
i 3aM06ITTH TPUBATOMY OUiKYBaHHIO Ha PE3YJIbTaT,
1[0 € BaJKJIMBUM JIJI BariTHOI JKiHKU 1 3 MEJIUYHOI,
i 3 ICUXOJIOTTYHOT TOYKM 30py. Y GiJIbI Mi3HI Tep-
MIiHU BariTHOCTI IlepeBary HaJlaloTh aMHIOIEHTEe3Y
3 KapioTuryBanHs amMHionuTiB. OMHAK KyJIBTUBY-
BaHHS Ta KapiOTUIYyBaHHS aMHIOIUTIB moTpedye
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BucHoBku

Jlucbanarc xpomocomu 21 y MJI0IiB TIepeBasKHO
6yB npencrasiaennii Tpucomiero (99,5%), B 1 Bu-
MaJIKy J1aTHOCTOBAHO JIeJIeliio XxpoMmocomu 21,

Baritni crapioro Biky (=35 pokiB) cTaHOBHJIN
MEHIITe TIOJIOBUHU CIIOCTEPEKEeHb y TPYTIi 3 liarHO-
croanum C/l y mioga (n=92/199, 46,2%).

Y 3-3naxinku BusBjieHo B 78% BUIaIKaXx
y IwIoAiB i3 aucbamarcom 21 XxpomocoMu — y Bu-
rsii BBP i/a6o ¥V 3-mapkepis XI1. Tomy Tapret-
He Y3/l € BakJIMBOIO CKJAQ/[0BOI0 KOMILIEKCHUX
IpeHaTaTbHUX OOCTEKEHb y paMKaX CKPUHIHTY
Ta JIIaTHOCTUKK XPOMOCOMHMX aHOMAJIH Y TIJI0/1A.

Y 22% noxibui Y3-3Haxiaku Oy/u BifcyTHIMH,
a nokazatnusam it 1T/ Oysm crapimii BiK Barit-
HOT a0 i30/ibOBaHi 3MiHK GIOXIMIYHUX MapKepis.
Otxe, cJ1il yHUKATH KOHCYJIBTYBaHHS BariTHUX TPY-
M BUCOKOTOPU3NKYXPOMOCOMHUXAHOMATI Y TIIIOZIA
Ha IM/ICTaBl «<HOPMaJIbHUX» pe3ynbraTiB Y 3/1.

B ymoBax misHboro 3sepHeHHs JIJ1s1 TpeHaTalb-
HOI JIIarHOCTHUKU 1 3aKOHOJIaBYO BU3HAYEHOIO T10-
pPOTOBOTO TEPMiHY /IS TlepepuBaHHSA BariTHOCTI
B 22 THKHI JOIJIBHO TPOBOAUTH GIOIICIIO MTalleH-
TH B IPYTOMY TpUMecTpi BariTHOCTI. OIHAK MeTO/
ITI/l B Takux BuIajgkax Mae obuparucs Qaxibiis-
MM CIIeIia/li30BaHMUX IIEeHTPIB i BiAiJIeHb TPETHOIO
piBHS, SKi MAIOTb BiJITOBIAHUIT OCBI/I.

Aemopu 3a561510mb NPo 6i0CYmMHicmv KOHpIIK-
my inmepecis.
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