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MiHAuBicTb KapioTuny Aiteu i3 cuHaApomom AayHa,
fAKi npoxusaloTb B 0aecbKin obaacTi

Original research

H. B. Kyabbauyk©1BC C, B. MatBitok(218F, C. B. BinokoHb(D2CE O, A, CiuHak(D*2ACD

1CneLianiaoBaHUn MEAUKO-TEHETUYHUIA LIEHTP Ha 6a3i KHIT «Oaecbka 0bAacHa AUTAYA KAIHIYHA AikapHSA» OOP, YkpaiHa, 20AeCbKuit HaLLiOHAAbHMIA

yHiBepcuTeT iMeHi . I. MeuHnkoBa, YkpaiHa

A - KOHUENLiA Ta AU3arH AOCAIAXEHHS; B - 36ip aaHux; C - aHaAi3 Ta iHTepnpeTalisn AaHux; D - HanucaHHs cTatTi; E - peparyBaHHa cTaTTi;

F - ocTatouHe 3aTBEPAXEHHS CTaTTi

MeTa po6oTi — aHani3 4acToTu LMTOreHETUYHMX BapiaHTiB cuHapomy [ayHa y xBopux B Opeci Ta obnacTi, a Takox BUSBNEHHS!
NoeAHaHUX aHoManiv Kapiotuny.

Marepianu Ta metogu. ocnimkerHs 3aiicHunu y 2013-2018 pp. B8 Opgecbkomy cneLianisoBaHOMY MEAVKO-FEHETUYHOMY LIEHTPI.
pyny pocnimkeHHs hopmyBanu 3 NaLEHTIB i3 LMTOreHETUYHO NiATBEPILKEHUM CUHAPOMOM [JayHa. Xpomocomu 3abaperioBani
GTG-metogom, ineHTudikysanu 3rigHo 3 ISCN 2013.

Pesyniratu. Cepen xeopux Ha cuHgpom JayHa B 93,9 % Bunagkis BUsSiBUNM NOBHY Tpucomito-21,y 3,7 % — TpaHcnokauinHy
opmy, y 2,4 % —mo3aiuHy chopmy. MogibHi pesynsraTit BCTAHOBWAM Mif Yac aHanidy Nonynsii, siki HanekaTb A0 Pi3HUX eTHIY-
HWX | pacoBux rpyn. lNoBHa Tprucomis-21 cynpoBomKyBanacs XpOMOCOMHUMM NepedyaoBaMm iHLLMX XPOMOCOM abo A0AaTKOBUMM
moaudikaLisMm Xxpomocomu 21, HanyacTiLle crnocTepirany 3MiHU reTepoxpoMaTuHy y XpoMOoCcoMi 9, AOAATKOBWIA reTepOXpoMaTiH
BUSIBUNW B 000X Nnnievax xpomocomu 1 Ta B 4oBromy nnevi xpomocomn 21 —5,5 % pocnimkeHnx kapiotunis; 30inbLUEHHS po3Mi-
piB CynyTHWKIB Ha xpomocomax 14, 15 i, HanvacTiwwe, 21, nosiBy 4OAATKOBMX CYNYTHWKIB HA XpoMocoMi 2 — 3,6 % LocCnigKeHux
KapioTvnis; Aenewieto y XpoMOocoMi 6, Lo 3anyyeHa y TpaHCnokaLito 3 xpomocomoto 13. TpaHcnokaLiHi hopmu BKIKoYanm po-
6epTCOHiBCbKi TpaHCMoKaLii Mixk xpomocomamm 2121, 14121, a Takox TpaHcnokauii Mix xpomocomamu 21121, 2122, MauieHTu
3 M03ai4HOI0 hOPMOLO XBOPOOM Manu No ABI KNITUHHI MiHil: 3 HopManbHUM kapioTunom (15-67 % JocnimKeHUX KNiTUH) | NOBHOK
Tpucomieto-21 6e3 40OATKOBKX XPOMOCOMHIX aHoMarin (33—-85 % H[OCTimKeHUX KNiTuH).

BucHoBKM. Y XBOpYX Ha cMHAPOM [layHa 3 LMTOreHETUYHO NiATBEPMKEHM iarHO30M CMiBBIgHOLLEHHS| OCHOBHUX BapiaHTIB nofidHe
[0 BaraTbox AOCHIMKEHNX NONynsLil. BusiBunn gogatkosi 3MiHW kapioTvny, LWo MOXyTb ByTu | BapiaHTOM HOpMK, | 06TsKyBaTM
nepebir xgopobu. Lie 3ymoBrioe HEOBXIHICTb HAaCcTYNMHUX JOCTigpKeHb nepediry XBopoby B Takux NaLieHTiB.

The kariotype variability in children with Down syndrome from the Odesa region

N. V. Kulbachuk, S. V. Matviiuk, S. V. Bilokon, O. L. Sechnyak

The aim of the work is to analyze the frequency of cytogenetic variants of Down syndrome among patients in Odesa and the region,
as well as to identify combined karyotype anomalies.

Materials and methods. Studies were conducted between 2013-2018 years in Odesa Specialized Medical Genetic Center. The
experimental group was formed of patients with cytogenetically confirmed Down syndrome. Chromosomes were painted according
to GTG method and identified according to ISCN 2013.

Results. Among patients with Down syndrome, in 93.9 % of cases complete trisomy 21 was observed, the translocation form was in
3.7 %, and the mosaic formwas in 2.4 %. Similar results were revealed in the analysis of populations belonging to different ethnic
and racial groups. Complete trisomy 21 was accompanied by chromosome rearrangements of other chromosomes or additional
modifications of chromosome 21. Changes in the heterochromatin in chromosome 9 were more frequently observed. In total,
5.5 % of examined karyotypes were found with additional heterochromatin in both arms of chromosome 1 and in the long arm
of chromosome 21. An increase in the size of satellites in chromosomes 14, 15 and more often 21, as well as the appearance of
additional satellites in chromosome 2 represented 3.6 % of the total examined karyotypes. A deletion on chromosome 6 involved
in translocation with chromosome 13 also was found. Translocation forms included Robertsonian translocations involving chromo-
somes 21 and 21, 14 and 21, as well as translocations involving chromosomes 21 and 21, 21 and 22. Patients with a mosaic form
of the disease had two cell lines: with a normal karyotype (15-67 % of the studied cells) and with complete trisomy 21 without
additional chromosomal abnormalities (33-85 % of the studied cells).

Conclusions. Among patients with cytogenetically confirmed diagnosis of Down syndrome, the ratio of the main variants was
similar to many populations studied. At the same time, additional changes in the karyotype were identified which can either be a
variant of the norm or aggravate the course of the disease. This requires further studies of the disease course in such patients.

HU3meHuUMBOCTb KapuoTMNa AeTel ¢ CUHAPOMOM AayHa, NPOXKUBAIOLLUX
B Opecckou obnacTu

H. B. Kyabbauyk, C. B. MatBuiok, C. B. BenokoHb, A. A. CeuHsik

Llenb paboTbl — aHanu3 4acToTbl LMTOrEHETUYECKIX BapuaHToB cuHapoma [layHa y 6onbHbix B Opecce u obnacty, a Taike
YCTaHOBMEHWE COYETAHHbIX aHOManuii kKapuoTmna.
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Marepuansi n metoapl. Viccneposanus nposenu B 2013-2018 rr. 8 Ogecckom cneumanmaMpoBaHHOM MeAWKO-TEHETUYECKOM
ueHTpe. Miccneayemyto rpynny chopmMmpoBanu U3 NauneHToB C LIUTOrEHETUYECKM NOATBEPXKAEHHBIM cuHApOMOM [layHa. Xpomo-
combl okpalumeanu GTG-metogom, naeHtuduumposamm cornacHo ISCN 2013,

Pesyneratbl. Cpeayn 60nbHbIx cuHapomoM [ayHa B 93,9 % crnyyaeB oTmeyeHa nonHas Tpucommst-21, B 3,7 % — TpaHcmnoka-
LMoHHas dopma, B 2,4 % — mo3andyHas dopma. MogobHble pesynbTaThl NoMyYeHsl NPW aHanuse nonynsumiz, OTHOCALLMXCS K
pasnu4HbIM STHUYECKM 1 pacoBbIM rpynnam. MonHas Tpucomms-21 conpoBoXaanack XPOMOCOMHbLIMI NEPECTPOKaMM1 ApYruX
XPOMOCOM W LONOMHUTENBHBIMWA MOAUMKALMSIMU XPOMOCOMBI 21, YalLie Habnoaany U3MeHeHUs reTepoxpoMaTiiHa B XpOMOCOMe
9, BOMOMHUTENbHbIV reTePOXPOMaTUH 0BHapyXeH B 0BoMX nneyax XpomMocombl 1 1 B ANMHHOM nreye XpoMocoMsl 21 — Bcero
5,5 % vccnenosaHHbIX KAapUOTUMOB; yBENUYEHe pa3MepoB CryTHUKOB Ha Xpomocomax 14, 15 1, yalue, 21, a Takke NosiBneHne
[OMNOMHUTENbBHBIX CMYTHUKOB Ha Xpomocome 2 — B obLiem 3,6 % uccnenoBaHHbIX KapyoTUNOB; AeneLus B XpoOMocoMe 6, KoTo-
pasi BOBfe4eHa B TpaHcnokaLuo ¢ xpomocomoii 13. TpaHcnokaumoHHble hopMbl BKMOYanu pobepTCOHOBCKME TpaHCoKaLmm
mexay xpomocomamu 21 1 21, 14 n 21, a Takke TpaHcnokaumm Mexay xpomocomamm 21 1 21, 21 1 22. NaumeHTbl ¢ MO3anyHo
cbopmoli BonesHn UMeni No [iBe KIETOYHbIE NMHUM: C HOPMarbHbIM kKapuoTunom (15-67 % nccneaoBaHHBbIX KNETOK) W € MOMHOM
Tpucommen-21 6e3 AONOMHUTENbHBIX XPOMOCOMHbIX aHoManui (33-85 % 1ccnegoBaHHbIX KNETOK).

BriBogbl. Cpeayn G0onbHbIX CUHOPOMOM [layHa C LIMTOTEHETUYECKM NOLTBEPKAEHHBIM AMArHO30M COOTHOLLEHUE OCHOBHbIX
Bap\aHTOB NOL0BHO MHOMM MCCrIeA0BaHHbLIM NONYNALUMSIM. YCTaHOBIEHbI JOMONHUTENBHbIE U3MEHEHWS KapuoTUna, KOTopble
MOryT 6bITb 1 BAPUAHTOM HOPMbI, U OTArOLLATL TedeHne GonesHn. 1o TpebyeT AanbHEeRLWX NCCnegoBaHUi TedeHns GonesHn

Y Takunx nauneHToB.

HapsenyaliHo akTyanbHOW0 3anuwaetbes npobnema
BPOKEHUX Baf PO3BUTKY, LLO MPOTArOM OCTaHHIX pOKIB
nociaatoThb YirlbHe MicLie cepes NPUYMH CMEPTHOCTI Mantokis
(20-35 %). CuHgpom [layHa — HaivacTilla ayToCOMHa
aHeynnoais cepeq XuTTe3gaTHUX HOBOHAPOMKEHUX.
3pebinbLioro cuHapom [ayHa € pesynstatoM HasBHOCTI
[oaaTkoBoi konii xpomocomu 21 y Bix knitvHax. OCHOBHY
yacTky (00 95 %) cTaHoBNATH BUNAZKV NOBHOI TPUCOMIT 21
yepes HePO3XOMKEHHS XPOMOCOM Y MeN03i. TpaHCTOoKaLiiHi
BapianTn (D/21iG/21) craHoensats 4,0-6,8 %, 50 % i3 Hux
yCMaaKoBYHTLCA Bif 6aTbKiB-HOCIIB, iHLi — TpaHcnokauii
de novo. Mo3aiku BHaCcnigoKk MiITOTUYHOIO HEPO3XOMKEHHS
XPOMOCOM TICAIs 3anSiAHEHHS! CTAHOBMATL Y CEPEaHbOMY
2,2 % [1]. OcTaHHiM Yyacom ynmany yeary NpuainaTb
4acToTi BUSBMEHHS CMHOPOMY Ta WMOr0 LUTOrEHETUYHUM
BapiaHTaM Y pisHux nonynauisx [2-5]. MNMoka3saHo cyTTeBe
BapiloBaHHS B Pi3HMX MONYNALISX SK YaCTOTW AiarHoCTy-
BaHHS1 XBOPOOM, TaK i YaCTOTU BUSIBINIEHHS LIUTOTEHETUYHUX
BapiaHTiB cuHapomy [layHa i iHLWVX 3MiH KapioTvny.

MeTa po6otu

AHani3 4acToT! LMTOreHETUYHNX BapiaHTiB CUHOPOMY
[ayHa y xBopux B Ogeci Ta 06nacTi, a TakoX BUSIBNIEHHS
NOEeAHaHWX aHoManin KapioTuny.

Martepianu i MeToAM AOCAIAYKEHHA

[OocnipxeHHs BukoHanu 3 2013 go 2018 pp. B Ogecbkomy
cneuianiaoBaHOMYy MeAuKO-reHeTUYHOMY LeHTpi. [pyny
[OCTIDKEHHS dhopMyBanu 3 HoBOHapomkeHnx OpecbKoi
obnacri, siki Bynu HanpaBneHi Ha KapioTUMyBaHHS Yepes
MPUMNYLLEHHS NPO HASABHICTb PI3HNX CNaaKoBMX XBOPOO, ANs
SIKVX NOKa3aHe KapioTunyBaHHs, SIK-0T Ans NATBEPIKEHHS
diarHosy cuHapomy [layHa. Y rpyny 3anyyanu nauieHTis, B
SKVX LIMTOTEHETUYHO NIATBEPKEHO CMHAPOM [ayHa.

[nsa kapioTunyBaHHS BWKOPWUCTOBYBaNW KynbTypy
nimcpoumti nepucepnyHoi kpoBi. Kpos bpanu 3 nepu-
thepuuHoi BeHn, fogasanu 500 of. remapuHy (Pharmex).
lenapuHizoBaHy KpoB NoMmiLLany y (nakoHW 3 NOXUBHUM
cepepoBuiiem PB-max (Gibco). KynstveyBany BNpogoBx
Tpbox Ai6 npu +37 °C. MNpoTArom OCTaHHbOI rOAUHU
KyrnbTUBYBAHHS NOAINM 3yNUHSANN JOAABAHHAM KONXILUHY

(ACROS Organics, kiHueBa KoHUeHTpauisa 0,2 mkr/mn).
®dikcauito 3giiicHIOBaNM CyMILLLLIIO eTaHOMNy Ta KpybkaHol
ouToBoi kucnotu (3:1). Mpenapatv roTyBanu poskpany-
BaHHAM KMITUHHOI CycneHsii. XpOMOCOMHI npenapaTu
3abapenioBann GTG-metonom [6] 3 BUKOPUCTAHHAM
docpatHoro Bydepa pH 6,8 (Gibco), Tpuncuny 0,25 %
(1X) (Gibco) i 6apsHuka KaryoMAX Giemsa Stain (Gibco).
Mpenapatu pgocnigxysanu Ha mikpockoni Olympus BX
41 3 BuKkopuctaHHam kamepu Jenoptik ProgRes MF Ta
nporpamu BigeoTect-Kapio 3.1 ans nonepeaHboi ineHTH-
(ikawii. OcTaTo4HO XpOMOCOMM iaeHTMiKyBanu 3rigHoO 3
ISCN 2013 [7]. Peaynsratit onpaLoBani CTaTUCTUYHO [8],
06paxoBytoumn cepeiHi 3Ha4EHHS Ta NOXWBKKM cepeaHix Ans
[aHUX ansTepHaTUBHOI MIHMIMBOCTI.

Pe3yabTati

3a nepiog 2013-2018 pp. ANS MeAMKO-FreHEeTUYHOro
KOHCYIbTYBaHHS Ta KapioTunyeaHHs B Opecbkuin crevia-
Ni30BaHNA MEOMKO-TeHETUYHUIA LeHTP 3BepHynucs 3552
nauieHtn, y 165 ocib LMTOreHeTUYHO MigTBEpIKEHO Ha-
ABHICTb cuHapomy [ayHa (104 xnonumku Ta 61 giBumHKa)
(mabn. 1).

AHarni3 kapioTunis XBOPWX Ha CMHAPOM [JayHa nokasas:
y 93,9 % BunagkiB (155 oci6) cnoctepiranu perynspHy
¢hopmy 3axsoptoBaHHs, abo nosHy Tpucomito-21. Cepen
iHLLKX BapiaHTiB 3,7 % CTaHoBUIa TPaHCMoKaLlinHa dopma,
2,4 % - mo3aiyHa dopma. MoeHa dopma Tprcomii-21
CynpoBoAXyBanacs XpoMOCOMHUMM nepebynoBamm
iHWMX xpomocom abo JopaTkoBummM Moaumdikaismm 21
XPOMOCOMM.

Haityacrilwe cnocrepiranu 3miHu reTepoxpoMaTtuHy y
Xpomocomi 9 i B KOpOTKOMY, | B JOBrOMY Mrieyax, B 060x
nne4yax XxpoMocomu. BusiBunm ofuH Bunazfok JOAATKOBOrO
reTepoxpomaTtuHy B 060X nrevax xpomocomu 1, oguH — B
[OBroMy nredi xpomocomu 21.

[HWwWit BapiaHT MIHAMBOCTI KapioTuny — nosisa 36inb-
LUEHUX CYNyTHUKIB Ha Hu3Li xpomocom: 14, 15 (puc. 1) i,
HaivacTilwe, y 21, a Takox nosisa 40AATKOBUX CYNYTHHKIB
Ha XpOMOCOMi 2.

TpaHcrnokaLiiHi BapiaHTy BKIto4ani pobepTCoHIBCbKi
TpaHcnokauii Mixx xpomocomamm 21 i 21, 14 i 21, a Takox
TpaHcnokauii Mixx xpomocomamm 21121, 21 22.

3anopoxckuii MegnumHckui xypHan. Tom 23, Ne 1(124), aHBapb — cheBpanb 2021 .
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BusBunu npocty NOBHy TPUCOMItO 3 JOLATKOBUMM
nepebynoBamMu iHLWIKMX XPOMOCOM, 30KpeMa AeneLito B 6
XPOMOCOMI, Sika 0 TOTO X 3aryyeHa y TpaHcnokadio 3 13
XPOMOCOMOHO.

Cepepn nauieHTiB, B SIKMX AiarHOCTyBanu mo3aiyHy
¢hopmy xBOpOOM, — YETBEPO XMOMYMKIB Ta OAHA HiBYMHKA.
Yci Manwv no Agi KNiTUHHI NiKii: 3 HOpManbHUM KapioTUMOM
(15-67 % LoCnimKeHNX KNITUH) i 3 MOBHOK TPUCOMIEHD
21 6e3 [oaaTkoBKX XPOMOCOMHUX aHomanin (33-85 %
[OCRIMKEHNX KNITUH).

06roBopeHHsA

BusBneHi 4aCcToT! OCHOBHUX LMTOTEHETUYHUX BapiaHTIB
cuHapomy [ayHa noaibHi 4o TUX, LLO BCTAHOBMEHI B Pi3HUX
nonynsuisx, ski Hanexarb A0 Pi3HUX ETHIYHWX | pacoBMX
rpyn [9-12]. MpoTe npunyckanu HasiBHICTb BiAMIHHOCTEN
LIMTOreHETUYHKX BapiaHTiB CUHOPOMY B PI3HUX E€THIYHUX
rpynax [13], ogHak y uii poboTi rpyna AocnimxeHHs
Cknaganacs 3 ocib, siki Mann heHoTMN, XapakTepHuin Ans
cuHapomy layHa, ane 20 % Manu HopMasbHWiA KapioTun.

BapitoBaHHs 3a po3mipamu reTepoxpomMaTuHoBuX 6mo-
KiB Y XpOMOCOMaX MOANHN — JOBOMI NOLWMPeHe sBuLLe. Y
XPOMOCOMaX i3 BenuKMu 6riokamu KOHCTUTYTUBHOTO reTe-
poxpomatuHy (1,9, 16 iY) yacto BUSBNAOTL Taki Bapiauii,
[0 SKUX Hanexarb i 30inbLueHHs (gh+), | 3MeHLeHHs (gh—)
PO3MipiB reTepOXPOMaTUHOBUX OMOKIB, i HaBiTb IHBEPCItO
BCbOro Orioka reTepoxpoMaTuHy, Sik-0T y Xxpomocomi 9 [14].
Haitnowumpenilumm BapianTom ineepcii € inv(9)(p12q13) [7].
BapitoBaHHs BMICTY reTepoxpomaTiHy B baratbox B1nagkax
BBaXatoTb BapiaHTOM HOpMU [7], ogHak Moxe 6yTn 3ymoB-
neHe 7 iHBepCiiMW, BHACNI[OK YOro AiNSHKN eYXPOMaTUHY,
LLIO OMVMHWICS NMOPSIZ i3 FeTepOXPOMaTUHOBUMI PETIOHAMM,
TakoX cnipanisytoTbes. IHBepCii NoTeHLiRHO Hebe3neyHi,
OCKirlbK1 BOHV MOXYTb NEPELLKOKATN CraptoBaHHIO Melio-
TUYHUX XPOMOCOM. Y HUM3Li pobiT NpunycKatoTb HAsIBHICTb
acouiaulii iHBepCii Y XpoMOCOMi 9 3 OKpeMUMM KIiHIYHAMU
JiarHosamu. € fymka npo niaBULLEHWIA pU3WK NOSIBY Halla-
KiB i3 cuHgpomom [layHa B HOCIiB Liei aHomanii [15], a Takox
MpO 3BUYHI aBOPTM B XIHOK i3 LI XPOMOCOMHOH nepedy-
[0BOHO [16], NopyLUEHHSI cnepMaToreHe3y B YOmnoBikis [17].
lNoBigoMnsATL NPO HasBHICTb iHBEpPCIi 38 XxpPOMOCOMOO 9
y xBopux Ha cuHapom KnsitHdenstepa (47, XXY, inv(9)) i
TpaHcrnokaLiHy chopmy cuHapomy [layHa, B poguHax HoCiiB

Zaporozhye medical journal. Volume 23. No. 1, January — February 2021
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Tabnuus 1. Kapiotunu giten i3 cuiapomom [layHa

Kapiotun Kinb- | Kapiotun Kinb-
KicTb KicTb

MNpocra noBHa Tpucomis

47 XY, +21 89 47 XX, +21 50
MpocTa noBHa TpUCOMIfi 3 AOAATKOBOIO BapiaLi€lo rerepoxpoMaTuHy

47,XY,+21,1ph+gh+ 1 47 XX,+21,9ph+ 1
47 XY,+21,9ph+ 2 47 XX,+21,9ph+gh+ 1
47 XY,+21,9gh+ 1 - -
47,XY,+21,9ph+gh+ 2 = _
47 XY, +21gh+ 1 - -
MpocTa noBHa TPUCOMIA 3 AOAATKOBOIO BapiaLieto CynyTHUKOBUX AINAHOK

47 XY,+21,2ps+ 1 47 XX,+21,14ps+ 1
47 XY, +21ps+ 1 47 XX, +21,15ps+ 1
_ - 47 XX, +21ps+ 2

Mpocra noBHa TPUCOMIsA 3 AOAATKOBUMM NepebyA0BamM iHLIMX XPOMOCOM
- - 47 XX,der(6)del(6)(q11)t(6;13)(q11?;910),421 1
TpaHcAoKaujiHi dopmu

46,XY,4(21;21)(q10;q910),+21 1 46,XX,t(21;21)(q10; q10)+21 2
46,XY,der(21)t(21;22)(q10;910),+21 1 46,XX,rob(21;21),+21 1
46,XY,rob(14;21), +21 1 - -
Mo3aiuHi ¢popmu

mos:47,XY,+21[23]/46,XY[4] 1 mos: 47,XX,+21[20)/46,XY [4] 1
mos: 47,XY,+21[10)/46,XY[20] 1

mos: 47,XY,+21[5]/46,XY[10] 1

3aranom 104 61

inv (9) 3Ha4Ho yacrilLe BifbyBa€ETbCS BHYTPILLHLOYTPOOHA
3arnbenb nnogjs, y NoaiB i3 NpeHaTansHo LMTOreHETUYHO
[iarHoCTOBaHOH iHBEPCIED XPOMOCOMU 9 BU3HAYEHO Npu-
POIKeHi Baau Ta MapKepy NaTonoriYHoro po3suTky [18].
MoxrnuBuit MexaHi3mM nNaTonoriyHoro BNAUBY nepu-
LIEHTPUYHOI iHBEPCIT 9 XPOMOCOMM Ta iHLIMX BapiaHTiB
reTepoxpomaTuHy Moxe OyTu NOB’sA3aHUI i3 MKXPOMOCOM-
HUM edheKkToM, L0 NPU3BOAUTL A0 aHOMAmbHOrO MOy
MEVNOTUYHVX KITITUH i PO3BUTKY ANCOMHMX rameT [14]. OnHak
H. B. KoanboBa [19] 3'acyBana: xo4a Hocii 3banaHcoBaHmux
B3aEMHUX TPAHCTOKaLlii (kpiM pobepTCOHIBCHKMX) ab0 iHBEP-
Ciil MatoTb NiABULLEHWIA PU3NK NOSIBU HALLAAKIB i3 TPUCOMIELD
21, Ui pesynbratut He NigTBEPMKYIOTb HASBHICTb MXKXPOMO-
COMHOTO eqpeKTy y 3BUMANHOMY CEHCI, TOBTO SIK BB Xpo-
MOCOMHOI NepebyoBY Ha cerperaLito iHLLKX XPOMOCOM Mpu
MeW03i B Hocisti. ABTopu poBoTi [20] 3anepeuyroTb HasiBHICTb
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Ole r’MMHaAbHbl€e UCCAEAOBAHNA

MKXPOMOCOMHOTO eCpeKTy, MpUHaNMHI B AOCTIMKYBaHil rpy-
ni: Hocii 36anaHcoBaHuX iHBEPCIlh XPOMOCOM He Many BuLLji
MoKa3HWK aHeynnoigii 4ns XpoMocoM, siki He Gpanu yyacTi
B iHBEPCii, NOPIBHAHO 3 KOHTPOINBbHUMY FPyMamu.

#AKk BiZOMO, CynyTHUKM € BifoDpaxeHHsM saepus B
meTadasi MiTo3y, a 0T)e CBiZYEHHSIM aKTUBHOI poBOTY reHiB
pOHK. Y po6orti [21] 3'acyBanu: KinbkicTb akTUBHUX prbo-
COMHWUX TeHiB Y HOCIiB XpOMOCOMHUX aHoMmanin — 119-190
Konii, y cepeaHbomy — 151 Ha aunnoigHwi reHoM. Tinbku
B LIX MEXaX MOXe MigTpuMyBaTncs KniTMHHANA roMeocTas
i XuTTe3naTHicTb opraniamy. Maixe 10 % embpioHis i3
cuHapoMoM [layHa rvHyTb Yepes HaanuLOoK aKTUBHUX
prBOCOMHYX reHiB. [lo3a Takux reHiB BNnMBae i Ha XUTTe-
30aTHICTb XBOPYMX i3 CMHAPOMOM [layHa micns HapomKeH-
Hsl: B HOBOHApPOMKEHMX BoHA cTaHosuna 139-194 konin
(0% = 3,59), a B nauieHTis Bikom 10-40 pokis — 152-190
(0% = 1,55) 3 opHakoBUMU cepeHiMu [21]. Moxnmeo, Le
MOB’SI3aHO 3 BTPATOI0 MPaBWIbHOI perynaLii akTMBHOCTI Ta
npouecwHry pAHK nicns amnnicikavii [22].

MpocTa noBHa Tpucomis 3 fofatkoBumu nepebyno-
BaMM iHLLMX XPOMOCOM TaKOX He YHikanbHa. Y dhaxosin
niTepaTypi on1caHo BUNAAKM MaLieHTiB 3i CNONyYeHHAM
MOBHOI TpMcoMii 21 i3 MixXXpOMOCOMHUMM NepebynoBamu:
TpaHcnokauii £(9;14), {(12;22)pat, a Takox NepULEHTPUYHOT
iBepcii inv(7)(p12g21.1)mat [3].

BusiBneHi TpaHcnokauii Takox XxapaKkTepHi Ans CuH-
apomy [fayHa. MMoBigoMnsoTb, WO Npy TpaHcnokaLisax
Hanyacriwe BiabyBaeTbCs 0OMIH MK HEFOMOMOTYHUMM
XPOMOCOMaMW: ABi pi3Hi xpomocomu rpynu D (13—15), agi
pi3Hi xpomocomu rpynn G (21§ 22) abo no oaHiin xpomocomi
3 rpyn D i G [23]. 3a ganumm pisHux astopi, 30-50 %
TpaHCcnoKaLinHUX hopM yCnaaKoByeTLCA Bid (DEHOTUNOBO
300poByX BaTbkiB-HOCITB 36anaHCcoBaHUX TPAHCMOKALiN, SKi
MarTh 45 XxpoMocoMm. Y Takux ocib ofHa 3 XpOMOCOM Ckna-
[a€eTbCst HIOM 3 1BOX YACTUH i MICTUTb reHETUYHIIA MaTepian
BiZICYTHBOI XPOMOCOMMU. |HWa YacTka TpaHCMoKaLiiH1X
opm cuHapomy [layHa — TpaHcnokaLii, Wo BUHUKNK de
novo [1]. Y po6orti [4] BusBunmn TpaHcnokadii rob(14;21) i
rea(21;21), sii aBTOpY BU3HAYaKOTb SK de novo, OCKiNbKM
6aTbKW LMX NaLiEHTIB Manyu HopMarnbHUI KapioTun.

TpaHcnokauii MOXyTb BNAMBATW Ha aKTWUBHICTD i
piBeHb ekcnpecii reHiB pAHK, o mMoxe nosHavatucs Ha
XUTTE3RATHOCTI iXHiX HociiB [11]. Ak Bigomo, B HOpManb-
HOMY KapioTvni MKOAVHN CYNYTHUKA MaoTb aKpOLIEHTPUYHI
xpomocomu rpyn D i G. JocnigxerHs TpaHcnokauii
rob(13;14) nokasano: gepuBaTHa XPOMOCOMa YTBOPEHa
3a y4acTi nuLLe g-nneyen BUXiGHUX XPOMOCOM, a OTXKE Taki
TpaHcrnoKaLii MoXyTb BNAMBATK Ha KiMbKICTb CyMyTHKIB.
OujiHtoBaHHs KinbkocTi akTBHMX NOR nokasarno HasiBHICTb
8 3 10 moxnmemx, T06T0 BCi HasBHI NOR akTuBHI. AHani3
ekcnpecii pPHK nokasas: y HociiB TpaHcnokauii piBHi
ekcnpecii 5,8S, 18S i 28S pPHK nigsuwweni B 7-10 pasis
MOPIBHSHO 3 KOHTponeM [24]. OTxe, i nosiBa AOOATKOBKX
CYNYTHWKIB, i IXHS BTPaTa BHACMIZOK TPAHCMOKALI YpeLuTi
BMNNMBAKOTb Ha piBeHb excnpecii reHiB pHK i MoxyTb ByTu
[0AaTKOBUM (hakTopoM, L0 YCKnaaHLoe nepebir xsopobu.

BusiBneHa B LibOMy JOCTIIKEHHI YacToTa MO3aiuHMX
¢hopm xBOPOOU 36iraeThCst 3 pesynsratamun AOCTIDKEHHS
6aratbox iHWKMX nonynsauii [9-12], yTim cnig Big3HauuTL:
HacnpaeAi MosaivHux opm Bussuu 6 Ginblue, ak6u y
LOCRIQKEHHI BUKOPUCTOBYBanM Kinbka 3paskiB TKaHWH
nauieHTiB, O4HaK Ha Taki AOCRiMKEHHS He MOromMKyThCA

6atbky xBopuX. Kpim Toro, MosaiuHi popmi BUSIBMSIOTb HE B
ycix nonynsuisx. [M'aTHaguUaTUPIYHI BOCRIMKEHHS, 30iCHEH
B OproBsckkint obnacti PO, BusiBunm Tinbkv ABi hopMun CuH-
apomy [layHa: nosHy Tpucomito (94 %) i TpaHcnokavinHy
(6 %) [2]. YTBOpEHHS MO3aiuHMX (DOPM MOB'A3YIOTh i3 MO-
munkamu embpioreHesy [1], ogHaK BUSBUIM TakoX 03HaKM
BNNMBY paHilwmx nopyweHs. OnucaHo KpawHin BUNagok
MO03ailmM3My — ANCKOpAAHTHA TPUCOMIS-21 MOHO3UTOTHOMO
6rmaHtoka. Momunky po3’eaHaHHs XpOMOCOM Y MPEe3nro-
TUYHOMY MaTEPUHCHEKOMY MeN03i MPU3BENI 10 YTBOPEHHS
3uroTu 3 Tpucomieto-21. HacTynHi nogii nig yac apobneHHs
CMpUYMHUNM hOpPMYBaHHS ABOX EMOPIOHIB: OANH — i3 TpK-
COMi€t0-21, iHLIMIA — i3 HOPMATbHUM KapioTUMOM, XO4a ioro
nnaueHTa 6yna Mo3aiuHoto [25].

Ockinbky cuHopom [layHa 3yMOBMEHUIA TPUCOMIEHD
ayToCOMM, TO CMiBBIAHOLLIEHHS XBOPMX 3a CTaTTO Mae 6yTu
6rmaskum o 1:1. Y poknagHomy ornsai H. B. KosanboBsoi
[26] Ha ocHoBI aHanidy 62 mxepen, B SKUX JOCMIMKEHO
oci6 pisHux Bikoswx rpyn 3a 1962-2001 pp., BCTaHOBNEHa
BapiaLlisl CniBBiAHOLLEHHS YOMOBIYa CTaTb VS. XiHOYa CTaTb
y mexax 0,88—1,62. Y Hawwomy focnimKeHHi Le cniBBigHO-
weHHsa ctaHosuno 1,70 (104:61). 3 ornsagy Ha KinbKicTb
nauieHTiB y rpyni AOCRIMKEHHs, Le CYTTEBE BiAXUIEHHS.
BBaxatoTb [26], L0 CMEPTHICTb Nicns HAPOMKEHHS B OCID
o0ox cTateit ogHakoBa. BTim Tpeba 3Baxatn Ha Te, Lo
po 60 % ycix 3ayaTb He peanisytoTbcs y BariTHiCTb [1].
OTxe, Aka Hacnpasgi AMdepeHLiiiHa CMEepTHICTb 3uroT i3
cuHapomoMm [layHa (Tak camo SiK i 3 iHLIKMMIM 3aXBOPOBaH-
HSIMU), He BiZOMO.

BucHoBKH

1. YacTka xBopux Ha cuHgpom [layHa cepen kapiotu-
NoBaHuWX nauieHTiB —4,6 %. AHani3 kapioTunie XBOpUX Ha
cuHgpom [JayHa nokasas, Wwoy 93,9 % Bunagkis cnoctepi-
ranu NpocTy nosHy Tpucomito-21. Cepen iHLWKX BapiaHTiB
cuHppomy layHa 3,7 % cTaHoBuna TpaHCnoKauiiHa
topma, 2,4 % - mosaiuHa dopma.

2. MNosHa topma Tpucomii-21 cynposogxysanacs
TaKOX XPOMOCOMHVMY nepebyaoBamm iHLLMX XpOMOcoM (1,
2,6, 14, 15) abo popatkoBUMU MoaudikaLisMu 21 Xpomo-
comu. TpaHcnokauii Bkntodanu 6, 14, 211 22 xpomocomu. Y
navjeHTiB i3 MO3ai4HO HOPMOIO XBOPOOM TPUCOMHI KIOHM
cTtaHoBunM 33-85 % AOCRIMKEHNX KMITUH.

MepcnekTMBM nopanbluMx gocnimkeHb. BuseneHi
[OAATKOBI 3MiHM KapioTuny, ski MOXyTb OyTu i BapiaHTOM
HopMK, 11 06TsKyBaTH Nepebir xBopobu. Lie notpebye Ha-
CTYNHUX JOChimpkeHb nepebiry XBopobu B Takvx NaLlieHTiB.
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