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abpyaHeHHs OoBKiNNA

SIK HACMiOOK TEXHIYHO-

ro NpPOrpecy Ta iHTeH-

CUBHOT rocnogapcb-

KOi AisgnbHOCTI npu-

3BOOUTH OO Hakonu-
YEeHHA MyTareHHux ¢akTopi.,
30atHuX nowkoaxysatm OHK i
BUKNUKATU MyTauii y KNiTUHAX
nmoguHn. TIpUCKOpeHHa MyTa-
LiMHOro npouecy npoOBOKYE
3N105KiCHY TpaHCchOopMaLLito KJli-
TUH i TKQHWH, 36iNbLUYyE YaCTOTY
CNagkoBMX 3axBOPKOBaHb i
BPOOXEHUX Bag pPO3BUTKY
(BBP), 3HUXYE 4KiCTb i 4ac
XUTTS  OKpeMux iHOAMBIAIB,
3MEHLIYyEe apanTauiiHuiM no-
TEHLan Winnx rpyn HaceneHHs.
Ykpaina, binopycb 11 yci eBpo-
MencbKi KpaiHn nignagatoTb Mif,
BMJINB KOMMJIEKCY MYyTareHHuX
dakTopiB, BKJIOYHO 3 "4YOPHO-
OUNbCbKMMUK™ pafioHyKNigaMu i
BMKMOAMU XiMIYHOT MPOMMUCIIO-
BOCTI. Y Ui cuTyauii noctae
npobnemMa OLUiIHKM 4acToTW i
crekTpa cnagkoBMX XBOpPOO,

CTBOPEHHSA  TepuTopianbHUX
peecTpiB cnaakoBMX 3axXBOPIO-
BaHb [1, 2].

3MiHW, WO BWHUKAOTL Y
reHax, siki BnamMBaroTb Ha Bigno-
Bib KJITUH HA FrEHOTOKCUYHUN
cTpec, aecTtabini3yoTb 3aXUCHI
MEXaHi3MK, NiABULLYIOYN YyT-
JIMBICTb reHOMa A0 NoJasbLIO-
ro MyTareHHoOro BMIUBY i
BUKMKAIOTb MyTaujii Ta po3Bu-
TOK iHOYKOBAHOI FE€HOMHOI
HecTabinbHOCTI — gBMLA, SIKe
npuBepTae yeary OCNIOHVKIB Y
3B’A3KYy 3 BUPa3HMMMK naTore-
HETUYHUMM edpekTamm [1].

MeTolo po6GOTU € OLjiHKa
3HAYE€HHS XPOMOCOMHOI HecTa-
OinbHOCTI 9K ¢akTopa, LWo
BUKJIKAE BPOMKEHI abo crnaa-
KOBi 3aXBOPIOBAHHS.

MaTepianu Ta wmeToOAM.
JocnigpxeHHsa npoBOAMIOCH Y
nekinbka etanie. CnouyaTky
Oyno npoaHanizoBaHo axepe-
na nitepatypu, B SKMX Mnpen-
CTaBfieHO pesynbTaTy noaiod-
HUX JocnigxeHb. Ona uboro

HACJIEACTBEHHAS MNMATOJIOMMS YEJIOBEKA
N FTEHOMHAS HECTABUJIbBHOCTb

1[lenanH J1.P., 2[oHyaposa P.U., 1Kauko I".A.,
10menb4YyeHko 3. M., 1TumyeHko O. Y.,
3[MokaHeBuny T.M., 4[Tornosuy J1.B.

1Y "UHCcTUTYT 06111ECTBEHHOIr0 3/10P0BbS

uM. A.H. Map3eeBa HauvioHanbHOV akagemum

MeaNLNHCKNX HayK YKpauvHbl”,
2)/HCTUTYT reHeTUKN U LINTOJI0rm HaumoHaibHO

akagemuvn Hayk benapycu,

3KY KOP "Kuesckuii 061aCTHOV LIEHTP OXpPaHhbi
3/10p0Bba MaTtepu u pebeHka", r. Kues
4KuTomMupckuii 06/1aCTHOV ANArHOCTUYECKMI
LEeHTP, . XKutomup

Llensb: oueHka 3Ha4YeHus XPOMOCOMHOV HecTa-
OUIbHOCTY Kak akTopa, Bbl3bIBAIOLLErO BPOXAEH-
Hbl€ W HacneACTBEHHbIE 3a00/1eBaHUSI.
Marepuanbl u metoabl. [IpoaHaM3npoBaHoO
160295 cnyyaeB (AaHHbIe CTaTUCTUHECKOM OTHET-
HocTn M3 YkpauHbl, ¢. 49 "OTyeT Meanko-reHeTu-
4ecKoro LeHTpa (KoHCcybTaumm, kabuHerta)” B
2000-2015 rogax; 2090 cny4aeB ([aHHbIE MOHUTO-
puHra, nposoavBLuerocs B Knesckow obsiactu)

B 1999-2003 n 2009-2015 rogax; 6899 cny4aes
(AaHHbIE MeAnKO-reHeTUYECKOro OTAENEHMS
061aCTHOro AMarHOCTUHECKOro LieHTpa

B XKutomumpckori obnactn) B 1998-2015 rogax.
Pe3synbratsl. B YkpavHe 13 roga B rog avarHoctu-
PYIOTCSI MHOXECTBEHHbIE BPOXAEHHbIE MOPOKU pas-
BUTUSI, KOTOPbIE B AEVCTBUTEIbHOCTU CKPbIBAIOT
HeanarHOCTUPOBAaHHbLIE CUHAPOMbI, TAKNE KaK CUH-

Apom HuvimereH, Jlyn-bap v mHorvie gpyrve.
BayvacTyro cry4av cUHAPOMOB XPOMOCOMHOM HECTa-
OWSIbHOCTY SIBASIIOTCS OANHOYHbBIMU, & CTPYKTYPa MHO-
XKECTBEHHbIX BPOXAEHHbIX MOPOKOB Pa3BUTYSI HA BCEN
Tepputopum YkpaunHsl B 2000-2015 rogax Haxoam-
nack B avana3oHe 3,5-4,6% (o aaHHbIM . 49 M3
YkpawuHbl), B Knesckovi obnactu — go 7% B 1999-2003
1 2009-2015 rr. (1o AaHHbIM FrEHETUHECKOrO MOHUTO-
puHra), B Kutommpckori obnactv — 1o 17% B 1998-
2015 rr. (o AgaHHbIM MEANKO-reHETUYECKOro oTAes1e-
HUWs1 0671aCTHOMO ANArHOCTUYECKOro LIeHTPa).

BbiBOA. B xoae npoBeaeHHbIX nccaeno0BaHui rnog-
TBEPXXAEHO, YTO BO3MOXHbIM OTAa/1IEHHBIM 3P pEK-
TOM BO3/€eVicTBUS paanaLmoHHOro ob1y4eHus
MOXET ObITb XPOMOCOMHAas HECTabU/IbHOCTb, 4TO
ObI/10 paHee yCcTaHOBJ/IEHO B XOA€ HaTypPHbIX U 9KC-
rnepyMeHTaslbHbIX ccaenoBaHnii. K HacneancTBeH-
HbIM 3a60/1€BaHUSIM, 00bEANHEHHbIM B rpyrny
CUHAPOMOB XPOMOCOMHOV HecTabubHOCTU, OTHO-
carcs aHeMuss PaHKOHM, atakCcUs-TeeaHrnaKTa-
3usl, cuHapoMsl briyma, HuvimereH, KokkeriHa,
BepHepa v nurmeHTHas kcepoaepma. Y4nToias
HU3KWK YPOBEHb Hac1eACTBeHHbIX 3ab01eBaHn,
ob6beanHeHHbIx B rpynny CXH, nccnenosaHve
OTAa/IEHHbIX 3¢ PHEKTOB XPOMOCOMHOV HecTabusib-
HOCTW TPEBYEeT AasibHevilero yriybaeHus aHaam3a
C YKPYNMHEHNEM BPEMEHHbIX U/ MPOCTPAHCTBEH-
HbIX XapakTePUCTUK.

KnroyeBsbie cnoBa: HacneaCcTBeHHas! MaTosiorusi,
XpPOMOCOMHasi HECTGGMﬂbHOCTb, BPOXAOEHHbIe
INMOPOKUN Pa3BUTUS y HOBOPOXXOQEHHbIX.
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BMKOPUCTAHO HaykKoBO-iHDOP-
MauinHmni,  6ibniorpadiyHunin
MeToAM Ta MEeTOo[ HaykOoBOro
aHaniay.

Ha HactynHomy eTtani BMKO-
pucToByBann [JaHi BiLOMYOI
cTaTucTuyHOi 3BiTHOCTI MO3
YkpaiHu, ¢opma 49 "3BiT
MEONKO-TEHETUYHOIO LLEeHTPY
(koHcynbTauii, kabiHeTy)”, 3a
2000-2015 poknm (160295
BUNAOKIB).

[ll eTan BkAOYaB aHani3 kapT
BUNALKIB HAPOOXXEHHS LAiTen 3
BBP, 3aMOBHEHUX y
KniscbkoMy 0611aCHOMY LLEHTPI
OXOPOHM 300pPOB’A MaTepu i
ONTUHU, SIKi 3anOBHIOBAIN aKy-
wep-riHekonorn abo HeoHaTo-
Jlor  NoNoroBuUX YCTaHOB.
LiarHo3 BpoaKeHOi naTonorii 3
BUKOPUCTaAHHAM MixHapoaHoi
knacudikauii xsopob X nepe-
rnagy (MKX-10) sepudikysann
nikapi-reHeTnKn y pamnoHHOMY
MeONKO-reHETUYHOMY KabiHEeTi
abo y BigAiNeHHi nnaHyBaHHS
CciM’i Ta MeOWYHOI reHeTuku
KniBcbkoro 0651acHoOro LueHTpy
OXOPOHM 300pOB’A MaTepu i
antuHm (2090 Bunagki) 3a
1999-2003 Ta 2009-2015
pOKN.

IV etan nondaraB B aHaniai
KapT BUMNaAKiB HAPOLXEHHS
HEMOBNAT 3 BPOXKEHOIO NaTo-
norieto y Xutommpcbkin obna-
CTi, 3aNOBHEHUX Y MeOuKo-
reHeTUYHOMY BigAiNeHHi 00-
JIaCHOro AiarHOCTUYHOI O LLEeHT-
py (6899 Bunaakis).

Pe3ynbTatn [OCAiIAXEHbD.
o rpynn reHeTn4HO oeTepmi-
HOBaHMX 3axBOPKOBaHb Hase-
XaTb XBOpPOOW, Ons 9KUX €
TUNOBOIO MiABULLLEEHA YacToTa
abepauin xpomocom. BoHM
06’egHaHi y rpyny CUHAOPOMIB
XPOMOCOMHOiI HecTabinbHOCTI
(CXH), oo akoi HanexaTb aHe-
Mist PaHkoHi [3], aTakcia-Tene-
aHriekTasisa, cuHgpomu bnyma,
HiimereH, KokkenHa i nirMeHT-
Ha Kceponepma, a TakoX CUH-
OPOMM nepegyacHoro crapiH-
Ha (cuHppom BepHepa) [1],
[4]. MpUYMHOIO XPOMOCOMHOT
HeCcTabiNbHOCTI UMX nepeBax-
HO oOpdaHHMX CnagkoBMX
3axBOPIOBAHb € TEHEeTUYHI
nedekTn y pisHMX cuctemax
penapauji AHK, aki pazom 3
HecTabiNbHICTIO reHoMa coma-
TUYHUX KJNITUH BU3HA4YalOTb
NigBULWLEHY CXWJbHICTb MNpO-
6aHaiB 0o paky. Kpim uboro,
BUABNIEHO, WO Taki 3aranbHi

KJiHIYHI BUNagKn, K NOPYLUEH-
HS nirmeHTauii wkipn abo He-
poAereHepaTnBHI 3MiHM TakOX
noB’aA3aHi 3 gedpekrtamum pena-
pauinHnx cuctem [4].

Mpn UBOMY NPUCKOPKOETLCS
MyTauirnHMA npouec i 36inbLuy-
€TbCS MyTaUiiHE HaBaHTAXEH-
HS Yy NONyNsuUisiX POCNVH, TBa-
pVH i NognHn. TOLWKOOKEHHS
OHK, reHHi i xpomocomHi myTa-
LLii, L0 BUHUKIWM HA iXHih OCHO-
Bi, BHOCATb CYTTEBUWM BKJand B
€TIONOorilo i maroreHes pi3HNX
3axBOploBaHb. LliniCHICTb i cTa-
OiNIbHICTb reHoma KNiTUH nig-
TPUMYETbLCA 3aBASKM 3axXuUc-
HUM MexaHi3MaM, aKi CKanucs
MPOTAroM eBOJIOLT, WO NPOTU-
CTOAATb MYTareHHOMY TUCKY
OoBKinna. BaxnuBe Micue
cepen HMX nocigaloTb penapa-
LiMHi cucTemMmn, sKi eniMiHyloTb
nepBUHHI nowkoaxeHHa AHK
e OO0 MepeTBOPEHHs iX Ha
MyTaLinHi noaii.

OT YoMy OOHMM i3 OCHOBHUX
dakTopiB mecTtabinizauii reHo-
Ma, WO NPM3BOOUTL Y Pe3yib-
TaTi 4O PO3BUTKY MATONOrMYHUX
CTaHiB, € MyTaU,iiHa MIHNMBICTb
reHiB, siKi KOHTPONIOIOTL pena-
pauito AHK.

Habinbwl o4yeBngHUM €
3B’A30K reHOMHOiI HecTabisnb-
HOCTi 3 MaToJIoriel0 y AesKnxX
cnagkoBux cuHapomax. Yac-
TOTa MyTauin, Wo netepMmi-
HYIOTb CMNafkoBi XBOpPOOWM,
HEeOoOHaKoBa Yy PISHMUX KpaiHax
Ta eTHiYHMX rpynax (Taén. 1).

e

OYHOAAMEHTAJIbHI AOCNIAXEHHA —

Tak, MaxopHa MyTauis, Lo
BUKINKAE cuapom HinmereH,
yacTiwe  3ycTpiyaeTbCa Yy
CNIOB’AHCBKMX Mnonynsauiax Ye-
Xii, YkpaiHn i MNonbLi, oe rete-
PO3UrOTHE HOCINCTBO PEECTPY-
€TbCA 3 yvactoTtoto 1:177 [1],
wo BR’ATEpPO nepeBullye ii
nowmnpeHHsa (1:866) y Hi-
MeyuduHi [4]. YacToTa retepo-
3UIOTHOrO HOCINCTBA MyTaLin,
acoLlinoBaHnx 3 aHEeMIE
daHkoHi, Bapitoe Big 1:90 vy
nonynauigx AwkeHasi, oo 1:300
— y KpaiHax 3axigHoi €sponn i
CLUA [4]. Y reTepo3unroTHux
HOCIIB LMX MyTaLin TakoX nig-
BULLEHUIN PUSUK BUHUKHEHHS
paky [1].

He BuUKIMKae CyMHIBY i posb
neoexTis penapauiji AHK y kaH-
ueporeHesi [1]. CHX 3HauHOO
MipOI0 3YMOBJIEHI MOPYLUEHHS-
MW BIOHOBMOBANIbLHOI YHKLT
OHK. Came Tomy naujeHTn 3
niarHo3om CHX aBnawoTb co-
0ot rpyny pu3uky 3a Takum
MOKa3HUKOM, $IK BPa3/INBICTb
reHoma anga JHK-nowkomxyto-
ymx ¢akTopiB cepepoBullA i
OHKOMOriYyHUM  pusuk  [1].
BcTtaHoBneHo, wo myTtauii y
reHax BRCA1 i BRCA2, wo
OepyTb yyacTb Yy penapauii
OBOHUTKOBUX po3puBie [OHK,
0OYMOBINIOTb CXMJbHICTL 00
paky MOJIOYHOI 321031 | SEYHU-
Ka, a myTauii y reHax hMSH2,
hMLH1 i hPMS2, wo Bionos.i-
OaloTb 3a penapaLiio Hecrnape-
HUX OCHOB, MNPU3BOAATb A0

Tabsus 1
YacToTa myTauiii, Lo aeTepmMiHyloTb crnaakoBi xeopoou [1]

XBopob6a YacTtoTa
CuHgpom HirimvereH 1:177
ATakcis-TeneaHriekrasis 1:(40 000 - 100 000)
CuHpgpowm Jlyi-bap 1:(100 - 200)
CuHppom Bnyma 1:111
CuHopom BepHepa 1:10000 000
AHemia DaHKoHi 1:300
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PO3BUTKY CMagKoBOro Hernoni-
MO3HOrro KOJIOPEKTaNbHOro
paky [5]. OgHak He nuwe myTa-
LinHa MiHNMBICTb, ane 1 noni-
Mop®i3m reHis penapauii JHK,
wo Moandikye aKTUBHICTb
penapauinHnx GepMeHTIB, MO-
xe OyTn cyTtTeBMM (hakTOpPOM
YTBOPEHHS MNyxanH. OCTaHHIM
4yacoM BWSBJIEHO acoduiauiio
NONIMOPPHUX anenem HU3KK
reHis penapauii 3 PU3UKOM
PO3BUTKY paKy Yy Pi3HMX opra-
Hax | TkKaHnHax, ane usa npobne-
Ma paneka Bif, KiHLeBOro Bupi-
LIEHHS.

BuvBYeHHA pi3HUX nNposBIiB
reHOMHOT HecTabinbHOCTI Yy
notepninux Big YopHOOUNb-
CbKOI kKaTacTpodu Ha TepuTopii
Pecnybnikn binopycb Takox

o

BUSABUIIO B3AaEMO3B’A30K MiX
pecTtabinisaujieto reHoma i 3Mmi-
HOIO HU3KM OYHKLiIOHANbHO-
disionoriyHmx napameTpis [6].
lMokasaHo, WO UUTOreHEeTUYHI i
MOJIEKYNAPHO-FEHETUYHI 3MiHU
Yy COMaTUYHMX KNITUHAX Y NiKBi-
[aTopiB PEECTPYIOTLCH Ha DOHI
NigBULLEHHS 3aXBOPIOBAHOCTI
MPakTU4YHO 3a yciMa HO30J10r Y-
HUMM rpynamMmmn XxBopoo.
Mpobnemun papiauinHo iHAY-
KOBaHOi HecTabifNbHOCTI FeHo-
Ma, WO pPO3BMBAETLCH nNif
BMJIMBOM iOHI3YIOHOro Ornpomi-
HEHHS1 Y Mannx 0o3ax, Y 3B’ A3Ky
3 OHKOJIOMYHUM PU3MKOM PO3-
MSAHYTI y poB0Ti CNiBPOBITHMKIB
I[HCTUTYTY eKkcnepuMeHTaIbHOI
naTonorii, oHKonorii i pagiobio-
norii im. P.E. KaBeubkoro HAH

PucyHok 1

YacToTa aGepauii xpomocom y nikeigaTopis i ocio,
aki nepexsopinu Ha NMX, B iIHTaKTHUX KyAbTypax i y KyJbTypax
3 TeCTYIOYMM MYyTareHHUM HaBaHTaXXeHHsM in vitro
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MNMpumitkn: 1 — KOHTPOIb, M. KniB;

2 — KOHTpoOJIb + AiMaTic;

3 - TITIX; 4 — [TIX + pimarip; 5 — ITIX + pagiavisi;
6 — nikBigaropwu; 7 — nikBigaTtopu + gimarig.

PucyHok 2

MowunpeHicTb MHOXXNHHUX BPOOKEHUX Baj, PO3BUTKY cepen
YyCiX BPOAKeHUX Bag, PO3BUTKY HOBOHapoa)XeHux, ¢. 49
cTaTUCTU4HOI 3BiTHOCTi MO3, YkpaiHa, 2000-2015 pp., %
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Ykpainu [7]. ABTOpU BBaXKalOTb,
L0 Y BiANOBILHOCTI 3 napagur-
MOIO Cy4dacHoi pagiobionorii
nigBuweHa iHaMBigyanbHa pa-
niauinHa 4YyTAMBICTb  MOXe
dopmyBaTUCS BHACNIOOK pagi-
auiiHO iHAYKOBaHOI HecTabinb-
HOCTI reHoma i € cyTTeEBUM ak-
TOPOM PU3NKY PO3BUTKY pajia-
LiMHO iHAYKOBAHOrO KaHLEepo-
reHesy.

MyTauii y reHax, 3any4eHux y
BiANOBIAb KNITUHM HA rEHOTOK-
CUYHUIA CTPEC, MPUTHIYYIOTb
3axXMCHI QYHKLi, y pe3ynbTarTi
4Oro NigBULLYETBLCS YYTIMBICTb
CNagkoBUX CTPYKTYp OO Ha-
CTYMHOr0 MyTareHHOro BrjnBy
i pPO3BMBAETLCSH iHAYKOBaHa
reHomHa HecTabinbHicTb [1].
Biokpntta uboro ¢eHomeHy
CTaso Bpaxawunm OOCHATHEH-
HAM Gionorii KiHUSA MUHYNOro —
rnoYaTky HUHILLHBOrO CTOMITTS.
IHOyKOBaHa reHomMHa HecTa-
BiNbHICTb NPOSBASIETLCA Y BUT-
nagi piSHOMAHITHUX FEeHeTU4-
HUX, MOP@ONOrivYHNX | PYHKLO-
HasIbHMX NMOPYLUEHb Y BigaasneHi
TEPMiHW MiCNa KOHTakTy 3
MyTareHom abo HaBiTb VY
HaCTYMHUX MOKOJNiHHAX. BoHa
BM/IMBAE Ha 3JI09KICHY TpaHC-
dopmaLiio KNiTUH Ta Ha CTaH
300pOB’A | FKICTb XUTTH, WO
poBUTbL akTyanbHUM BUSBJIEH-
HA UbOro eHoMeHy y Hace-
NEHHS | noTpebye HOBUX Niaxo-
OiB OO0 OXOPOHW 340pOB’s
JOOVMHN Y 3MIHEHUX €KOMOoriy-
HUX YMOBax.

IoHI3ylo4e ONPOMIHEHHS IHAOY-
KYE nepeBaxHO abepaliji xpo-
MOCOMHOIO TUMy, cepen sKux
HecTabinbHI  (OANUEHTPUKN i
LLeHTPUYHI Kinbus) i cTabinbHi
(TpaHcnokauii) € cneundivyHn-
MU MapKkepamMu pagiauinHoro
ypaxeHHs [1, 71.

[MokasaHO, WO B ONpPOMiHE-
HUX OCIO, y T.N. y AiTen, ninBu-
ueHa YyTauMBICTb XPOMOCOM
nepudepnyHoi  KpoBu A0
HaCTYMHUX MyTareHHUX BMn-
BiB in vitro [1]. TeHOM nimdpoumn-
TiB y AOiTen, HapoOOAXeHUX Big,
6aTbkiB, WO 3a3Hann pagiauin-
HOro BMAMBY, OiNbLU YYTAMBUIA
0o iHOyKuii abepauin Xxpomo-
COM 3a Aji LUMpPOKOro aiana3oHy
ramma-npomMeHis Cs137 (0,25-
1,5 Gy) NOPIBHSHO 3 KOHTPOJIb-
Hoto rpynoto [8].

MioTBEpOXEHO peanbHICTb
pajiauinHo iHOYKOBAHOI 3MiHU
cTabinbHOCTI reHoma nimdoum-
TiB  nepudepuyHoi  KpoBKU
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INSTABILITY
1Pedan L.R., 2Honcharova R.I., 1Kachko H.O.,
10melchenko E.M., 1Tymchenko O.1.,
3Pokanevych T.M., 4Popovych L.V.
1State Institution “O. M. Marzeiev Institute for Public
Health, NAMSU”, Kyiv, Ukraine
2|nstitute of Genetics and Cytology, NASB,
Minsk, Republic of Belarus
3Kyiv Regional Center for Maternal and Child Health
Protection, Kyiv. Ukraine
4Zhytomyr Oblast Diagnostic Center, Zhytomyr,
Ukraine
Objective. We estimated the value of chromosomal
instability as a factor that caused the congenital or
hereditary diseases.
Materials and methods. We analyzed160295
cases (statistical data of the Ministry of Public Health
of Ukraine, F. 49 “Report of Medico-Genetic Center
(consultations, cabinet)” in 2000-2015; 2090 cases
(monitoring data, performed in Kyiv region) in 1999-
2003 and 2009-2015; 6899 cases (monitoring data
of medico-genetic department of the diagnostic
center of Zhytomyr region) in 1998 -2015.
Results. In Ukraine, the multiple congenital malfor-
mations are diagnosed from year to year which
really hide undiagnosed syndromes, such as the
Nijmegen, Louis Bar syndromes and many others.
In general, the cases of chromosomal instability

o

syndromes were single, and the structure of multi-
ple congenital malformations at the whole territory
of Ukraine was in the range of 3.5-4.6% (according
to the data of F. 49 Ministry of Public Health of
Ukraine) in 2000-2015, in Kyiv region — up to 7%
(according to the data of genetic monitoring)in
1999-2003 and 2009-2015, in Zhytomyr region —
up to 17% (according to the data of medico-
genetic department of the diagnostic center in
Zhytomyr region) in 1998-2015.

Conclusions. In the course of the research, it was
confirmed that the chromosomal instability may have
been a possible remote effect of radiation exposure
which had been previously established in the field
and experimental studies. The Fanconi anemia, atax-
ia telangiectasia, the Bloom, Nijmegen, Cocaine syn-
dromes and pigmented xeroderma, as well as the
Werner's syndrome, fall in the hereditary diseases
united in to a group of the syndrome of chromoso-
mal instability (SCI). Taking into account a low level
of hereditary diseases, united into the SCI group, the
research of the remote effects of chromosomal
instability require the further deepening of the analy-
sis with the consolidation of temporal and spatial
characteristics.

Keywords: hereditary pathology, chromosomal
instability, congenital malformations
in the newborns. E-mail: milapedan@gmail.com

NOOVHN, €Ka, 3anexHo Bif,
IHTEHCMBHOCTI Ta TPUBAasOCTI
OMPOMIHEHHS, EKCMNPEeCYETLCH
Yy BUMSIAI XPOMOCOMHOI HecTa-
B6inbHOCTI abo aganTUBHOIMO
Biaryky [9].

Y pasi [ogaTKoBOro MytareH-
HOIrO HABaHTAXEHHS AiMaTtidom
(ometuneHimig amipoTtiodoc-
dOpHOiI  kmcnotu) in  vitro
cepegHbOorpynosa yacTtoTta
abepalin XxpoMOCOM B OCiO, fAKi
NepexBopinv Ha rocTpy nNpome-
HeBy xBOpoOy, 3pocna pno
24,05+6,91 Ha 100 «kniTuH
(nepeBaxHO 3a paxyHok abe-
pauiri XpoOMaTUAHOro T1ny), LWo
BuaBmunocsa suwmm (p<0,01),
HiXK Y KOHTPOJIbHUX KyNbTypax,
0bpobneHunx gimaTtidom (7,14%
1,44 na 100 xnitmH) (puc. 1).
Jopatok OO BUXIAHOrO pPiBHSA
XPOMOCOMHUX abepauin (Han-
CMOHTaHHWI piBEHB) B OCIO, SAKi
NepexBopinuv Ha rocTpy nNpome-
HeBy xBopoOy (I'TX), ctaHoBMB
20,5 Ha 100 meTtadas, a B ocid
i3 KOHTPOJILHOI rpynn — 5,7 Ha
100 meTtadas. 3aranom nimgo-
LMTUN EKCMOHOBAHOI rpynu BUS-
BUIUCA Binbll YyTAUBUMU [0
aimatidy, HiXK KOHTPOJBHOI,
MPUYOMY He Tiflbkn 3a iHTer-
panbHUM, ane n 3a cneundid-
HUM [OJ191 AIOr0 KNacTOreHHoi aii
MOKA3HMKOM (4aCTOTOK XPO-
MaTuaHUX OOMIHIB), LIO CBIA-
YNTb NPO eKCMPECito NpuxoBa-

HOI XPOMOCOMHOi HecTabinbHO-
CTi y nimpoumtax ob6CTEXEHNX
ocib, aki nepexsopinu Ha IMX,
MMOBIpPHO, Yy pesynbTaTti none-
pPeaOHbOro OMPOMIHEHHS in Vivo.

3a TecTy4oi pagiauiiHoi aii
in vitro cepeaHbOrpyrnoea 4ac-
ToTa abepaLlini XpPOMOCOM B
ocib, aki nepeHecnu rocTpy
NPOMeHeBY XBOPOOY, NiaBULLM-
nacz oo 7,67+1,23 Ha 100 kni-
TVH, WO He Bigpi3HAnoca Bin
pesynbraTtiB (p>0,05), oTpuma-
HMUX B OMPOMIHEHNX KOHTPOJb-
HUX KynbTypax (5,75+1,25 Ha
100 knituH). CnekTp mowkon-
XEHb XPOMOCOM TMiCJsist ONpPOoMi-

HEeHHS1 KYNbTyp 3CyHyBCS1 y Oik
abepalin XxpOMOCOMHOro TUMy
BHACNIAOK MiABULLEHHA 4aCTO-
TN HecTabiNbHUX (ANLLEHTPUKN
+ LEHTPUYHI Kinbugs) i ctadinb-
HUX (aHOMaJibHi MOHOLEeHTPU-
K1) oOMIHIB, WO XapakTepHe
019 KNACTOreHHoi aii ramma-
pagiauii Ha NPECUHTETUYHIN
cTagji MiToTudyHoro umkny. 3a
cneundiyHMM pagioiHoykoBa-
HUM UUTOFEHEeTUYHUM MoKas-
HUKOM (CyMapHO 4acCcTOTOlO
BCiXx 0OMiHHUX abepauiin xpo-
MOCOMHOIO TUMy, sika CTaHOBU-
na 4,29 na 100 metadgas nopis-
HAHO 3 2,75 Ha 100 meTadas B
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OMPOMIHEHUNX KOHTPOJIbHUX
KynbTypax) rpyrna nauieHTiB 3
roCcTpoOlo NMPOMEHEBOKD XBOPO-
0ol BusiBunacsa Oinbll pagio-
YYT/INBOIO, HiXXK KOHTPOJIbHA, L0
MOXE CBIAYMTU NPO MNOPYLUEH-
HA cTabiNbHOCTI XPOMOCOMHO-
ro anaparty niMmoumTie vy
pesynbTaTi nonepegHboro on-
POMiHEHHS in vivo [9].

Okpim TOro, BUSIBNEHO MiXiH-
OuBigyanbHy BapiabenbHICTb
HaACMOHTAHHOIo0 UUTOreHe-
TUYHOrO edeKkTy, H9KUn He
KOpesitoBaB 3 BUXiIOAHUM PIBHEM
XPOMOCOMHMX abepadin, wo
MOoXe OyTu Big0OPaKEHHAM
FEHETUYHO 3YMOBJIEHMX Ta/un
pajfiauinHO-iHOYKOBaHUX
agjanTauinHux MOXIMBOCTEN
opraHismy [9].

MposiBM reHOMHOT HeCcTabinb-
HOCTI pi3HOMaHITHI. Tak, B eKc-
nepMMeHTax Ha MULIax i Lwypax
rnokasaHo, WO pajiauinHnin yu
XiMiYHMIN BNNMB Ha 6aTbKiB
(camuiB 4m camMok) NPU3BOOUTb
[0 30inblUeHHa YyacToTu abe-
pauin XpoMoCOM, aHoManin

o

PO3BUTKY, MYXJIUH B IXHIX
HEeEeKCNOHOBAHMX MOTOMKIB, B
emMOpioHanbHIN Ta npeHaTab-
Hih CMEPTHOCTI, BPOOXEHUX
aHoManiax pos3BuTKy. Yce ue
MPOLEMOHCTPOBAHO Y Pi3HUX
BUAIB TBAPWUH Ha PIBHI KNITUHU
Ta opraHiamy. Ockinbkun
MOCTYOPHOOUNBLCLKI  YMOBMU
CrNpusA0Tb PO3BUTKOBI FEHOM-
HOI HecTabiNbLHOCTI y coMaTuy-
HUX | CTaTEBUX KJTIITUHAX Nloam-
HM [1], TO 4Ong JNIOAVHWN Y
penponykTuBHIin cdepi pe-
3y/bTaTv NpencTaBfieHi Takum
YMHOM.

OujiHeHO BNAMB papjiauiriHo-
ro YAHHUKa cepen, HaceneHHs
KuniBcbkoi 06nacTi, sike NpoXxwu-
Basi0 Ha TepuTopiax, 3abpya-
HEHUX pafioHykigamMu: rnoka-
3aHO NIABULLLEHHA  PUBUKY
BUHUKHEHHSI 6e3nnigHoCTi Ta
CaMoBinbHUX BUKMAHie [10].

AKLWO PO3MAHYTM nowmpe-
HICTb BPOKEHUX aHOManini, To
3a paHumun ®. 49 BuaBNEHO,
WO MHOXWHHI BPOMXEHI Baau
po3sutky (MBBP) cTtaHoBunu
3,5-4,6% Ha ycin TepuTtopii
Ykpainum (puc. 2).

Ha npotmBary nokasaHo,
wo y KuiBcbkin obnacTi Takmi
BiACOTOK cTaHoBUB A0 7%
(puc. 3).

LLloao pewtr CMHAPOMIB, SIKi
BXOAATb OO rpynu xBopob 3
reHOMHOI0 HecTabinbHICTIO
(cuHppommn  HinmereH, Jlyi-
Bap, bnyma, BepHepa, atak-
cia-TeneaHriekrasis, aHeMmid
daHkoHi), To BUNaakn ix dynu
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yCiX BpOAXeHUX Bag, PO3BUTKY HOBOHAPOMKEHUX, 3a AaHUMMU
061aCHOro A4iarHoCTUYHOro LeHTpPy, JKuTommpcbka o6nacTb,
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NOOAMHOKMUMMN, TOMY Y A0CAIA-
>KEHHS HE BKJIIOYEHI.

MBBP y J>KutomMupcChbKin
obnacTi y CTPYKTypi Bpoaxe-
HOI maTofsorii  cTaHoBUAMU
(10,23+0,36)% 3a 1998-2015
pokun. lpu LbOMY NOKa3aHo
30iNbWIEHHA 4acCcTKuU LbOro
Knacy cnagkoBoi naTtonorii 3
pokamu: yactka y 2010-2015
pp. nopiBHaHO 3 1998-2003
pp. 3pocna 3 (8,00+0,61)% oo
(12,81+0,66)% (p<0,001)
(puc. 4).

B YkpaiHi 3 poky B pik giar-
HoCcTyloTbCc MBBP, 3a akumu
HacnpaBAi XOBalOTbCA Hediar-
HOCTOBAHI CUHAPOMMU, Taki AK
cuHgpom HinmereH, Jlyi-bap
Ta 6arato iHwwnx [1].

MpwnynHM uboro — HepgocTaT-
Hil piBEHb MigroTOBKW Nikapis
y ranysi Megu4Hoi reHeTuku
Ta BiACYTHICTb HeobxigHOro
obnagHaHHS.

O3HayeHIiCTb KJiHIYHUX NpOo-
SIBIB TEHOMHOi HecTabinbHOCTI
B YKpaiHi giarHOCTYyeTbCs Ha
BKpan HWU3bKOMY piBHi. [po-
6nema KiHiYHOT AiarHOCTUKM
BULLEBKA3AHNX CUHOPOMIB
Ma€ BUPILLIYyBaATUCS Yepes Mia-
BULLEHHS KBanidikauii nikapis-
reHeTUKiB, OCKiNbKN BUSIBNEH-
HSl O3HaK reHOMHOI HecTabinb-
HOCTI y rpynax abo B OkKpemMumx
0Cib MOXe CNPUATUN 3HUXEHHIO
3axBOPIOBAHOCTI  BHaACNigok
NPOBeLEHHSA paHHiIX npogdinak-
TUYHNX 3axXOAiB.

BucHoBkM

Y xoai npoBeneHunx pocnig-
XXEHb MNigTBEPOXEHO, WO MOX-
JIMBMM BigoaneHnmMm e@ekTom
BM/MBY pafialiiHOro ornpomi-
HEHH$1 MOXe BYTU XPOMOCOMHa
HecTabiNbHICTb, WO Oyno paHi-
LLe BCTAHOBNEHO Y XOA4j HaTyp-
HUX Ta eKCcnepuMeHTaNbHUX
OOCHNIOXEHb.

AHemia daHkoHi, aTakciga-
Teneadriekrasisa, CcuHOPOMMU
bnyma, HinmereH, KokkerHa i
nirMeHTHa Kcepogepma, a
TakoX cuHpopom BepHepa
BM3HA4YeHi sIK CraakoBi 3axBO-
ploBaHHaA i 06’egHaHi y rpyny
CXH.

3Baxawun Ha  HU3bKUN
piBEHb CMagKoBUX 3axBOPIO-
BaHb, 00’eaHaHmMx y rpyny CXH,
OOCNIOKEHHS BigganeHmx
edekTiB XpOMOCOMHOI HecTa-
BinbHOCTI NOTPebyloTb NoAasnb-
LOro nornubneHHs aHanisy 3
YKPYMHEHHAM 4acoBux abo
MPOCTOPOBUX XapakTePUCTUK.
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