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YACTOTA U CTPYKTYPA XPOMOCOMHBbIX AH Eyl'IJ'IOMﬂ,I/IIZ CPEAU BOJIbHbIX
C HACﬂEﬂCTBEHHOﬁ NATOJIOIMEN

XapbKOBCKUIA cneuuanu3npoBaHHbIi MeANKO-reHeTudeckunii ueHTp (r. Xapbkos)

2XapbKOBCKUIN HaLMOHaNbHbI MeAULMHCKUI YHUBepcuTeT (r. XapbKoB)

PaboTa BbINOSHEHA B COOTBETCTBMM C MaHaMu
Hay4HbIX MCccnegoBaHuin kadegpbl MEANUMHCKON re-
HEeTUKM XapbKOBCKOIO HaUWOHaNbHOIr0 MeAULMHCKOro
yHuBepcuteTa (XHMY) "O60CHOBaTb NPUHLMMbI TPEXY-
POBHEBOW NMPOMUNAKTUKM HACcNeaCcTBEHHOM NaToNornm
Ha OCHOBaHWUM MONEKYNAPHO-rFEHETUYECKUX UCCNEeno-
BaHWI", roCy0apCTBEHHbIN PErncTpaLmoOHHbI HOMEP
0111U001390.

BcTtynneHune. 113BeCTHO, 4TO YAENbHbIV BEC BPOX-
OEHHOW M HAcneacTBEHHOM naTonormm cpenm HOBO-
POXAEHHbIX B MMpE, B T.4. U B HalLeM rocyaapcTBe,
OCTaeTCcs AOCTAaTO4YHO BECOMBIM M COLMANbHO 3HAYU-
MbIM [4,6] paHHbIM MunH3gpaBa YkpanHbl BPOXAEHHAS
W HacneacTBEHHas naTonorns CTtabunbHO 3aHMMaeT
BTOPOE MECTO B CTPYKTYPE CMEPTHOCTUN AETEN NEPBOro
roga >XM3HM N NOYTU KaxKabl TPETUN MEPTBOPOXKAEH-
Hbl1 peBeHOK TakXe MMEET 3Ty NaToNornio.

B 13y4eHnn anmaeMmnonorum BpoXXaeHHbIX MOPOKOB
passutna (BI1P) 3HaunTenbHyt0 posib UrpaeT reHetTun-
YeCKNM MOHUTOPUHE. OH BaXXeH A/ BbIICHEHUS PO
TpUrrepos Npu BO3HNKHoBeHUM BIP 1 oka3aHus CBOEB-
PEMEHHOM MeaNKO-reHeTUYECKON NOMOLLY cemMbe [9].

Mo paHHbIM [2,11] He meHee 10 % Bcex 3a4aTuii B
4YenoBEeYECKOW MONynsiLMM COMPOBOXOAOTCS aHOMa-
NUAMK pasBUTUS, cpeam KoTopbix 0,5 % - xpomMocom-
Hble 3abonesaHus, 0,7 % - MonekynspHas naTonorus,
1,8 % - nosvreHHble HacneacTBeHHble 3aboneBaHus
1 octanbHble 7 % - 3abosieBaHUsA C HACNeACTBEHHOW
NnpeapacnofioXeHHOCThIO.

XpoMOCOMHbIE 6ONIE3HM COCTaBASIOT 3HAYUTENb-
HYI0 YacTb 06LLLEr0 rpy3a HacneacTBEeHHbIX 60/1e3HeN B
OO0NbLUMHCTBE YenoBeveckmx nonynaumii [3,10].

CoBpeMEeHHbIE OOCTUXEHUS KIIMHUYECKOW FreHeTU-
KW, UNTOrE€HETUKN N MOJIEKYNIIPHON B1ONorum no3so-
naoT 6onee AetanbHO U3y4nTh 3ab60neBaHns, Bbi3BaH-
Hble XPOMOCOMHbIMU HapyLLEeHUAMK. B nccnenosanmsx
nocnegHvx neT yCTaHOBEHO, YTO aHOMaINN KapuoTu-
na otMmevatotTcs B 5% BCeX CnyyaeB ANarHOCTUPOBAH-
Hol 6epeMeHHOCTU. 3a CHET BHYTPUYTPOOHOI cMepTH
nnoaa nx 4ncno ymexbluaetcsa 10 0,8% cpenn XuBbiX
HOBOPOXAEHHbIX, 13 KoTOopbIX B 0,4 - 0,5% umetoTcsa
KJIMHMYECKME NPU3HaKM XPOMOCOMHbIX 6onesHel [5,8].

Hanbonee akTyanbHOWM SIBNSIETCSA AMArHOCTUKA U
npodunakTrka cuHapoma JayHa, kak Hanbonee 4acTom
XPOMOCOMHOW NaTonornuu, 1 Npm OTCyTCTBUN afeKkBaT-
HOM cuMMTOMaTUYeCKol Tepanun n peadbunutaumu,

npuBoasLlein kK rpyboli 3aaepXke MCUXOMOTOPHOMO
passutus. [7].

CuHpgpom dayHa (CL), B 96% Bcex cny4aes sABs-
€TCH Pe3yNbTaTOM HEPACXOXOEHUS XPOMOCOMbI 21 B
npouecce ooreHesa. BapmaHTbl XpOMOCOMHbIX Hapy-
weHnin npn CL, cnegyowme: TPUCOMUS XPOMOCOMBI
21(94%), TpaHcnokauus (4%), mo3anumam (2%). Ya-
ctoTa 1:650 — 1:800 HOBOpOXAEHHbIX [1].

HecmoTps Ha BbLICOKMIA YPOBEHb MEAMKO-FeHEeTU-
4eCKOro KOHCYNbTUPOBAHUS 1 NPeHaTaNbHOW AMarHo-
CTUKW B Pa3BUTbIX CTpaHax B T.4. U Ha CnoboxaHLLMHE,
yactota C, no AaHHbIM FeHETUYECKOr0 MOHUTOPUHIa
OCTaeTcs NoYTN CTabUNbHOM B ANHAMUKE.

ExerongHo B XapbkKOBCKOM Creuvann3vpoBaHHOM
MeauKo-reHeTuyeckom ueHTtpe (XCMIL) nonyyatoT
rnomolLb 0o 45000 nauneHToB, 4YTO J4aeT BO3MOXHOCTb
pPacCMOTPETb HaNpaBEHNS YCOBEPLLUEHCTBOBAHNS Me-
OVKO-FEeHETUYECKOM NOMOLLUM HaceneHuio [9].

Llenbio paboTbl ABNSIOCH ONpeaeneHme B AuHaMn-
K€ 4acTOTbl XPOMOCOMHbIX aHEYMIOMANIA B NONYNSLMN,
YyOENbHbBIA BEC Cpean HUX cuHgpoma JayHa un 4yactoTty
€ro BCTpeyaemMocCTu B XapbKOBCKOM PErnoHe, st onpe-
neneHns apdeKTUBHOCTU BTOPUYHOM NMPOPUIAKTUKN.

OOBLEKT U MeToAbl UCccneaoBaHnSA. VI3yyeHbl ap-
XMBHble MaTepuanbl 11862 cemeld, B3ATbIX HA y4yeT B
XCMr'L, (2008 - 2010 rr.) n pesynbTaTbl reHETUYECKO-
ro moHutopuHra. C uenbio onpeaeneHns 4actoTbl U
CTPYKTYpbl BEPUDULMPOBAHHON XPOMOCOMHOW MNaTo-
JIOrK NpoOBeAEeH aHaNn3 OaHHbIX LUTOreHETUYEeCKOro
obcnepoBaHns 60sbHbIX, 0BpaTmBlunxcs B XCMIL,
(2008-2010rr.) ons yTO4YHEHMS AMarHo3a.

MaTepuanom ana mccnenoBaHUs XPOMOCOMHOMO
Habopa NauMeHTOB cryxuna nepudepnyeckas KpoBb.
MeTonom KynbTUBMPOBaHUS NMMOOLMTOB Oblin Nnosny-
YyeHbl NpenapaTbl XPOMOCOM Ha KOTOPbIX ObI1I0 NpPoBe-
[EHO KapuoTUMMPOBaHME C UCMONb30BaHME METOO0B
andoepeHumanbHOM Okpackm. AHaNN3 XpOMOCOM NpPo-
BOOWICS MPU MOMOLLM ANArHOCTUYECKOM KOMMbIOTEP-
HoV cuctembl upmbl ZEISS «Metasystems».

PesynbraTbl UCcnieaoBaHuili U UX o0CcyXXaeHue.
C 1999 rona B pervoHe cosnaHa Nporpamma obcneno-
BaHWSI FEHETMYECKOrO0 MOHUTOPWHIA, KoTopas 6ecnpe-
PbIBHO PYHKUMOHMPYET B HacTosiLwee BpeMs. OCHOBHOMN
3aja4elri nporpamMmbl SBASIETCA OUHAMWYECKOE Ha-
OnoaeHne 3a BAUSIHUEM OKPYXalOLLE cpefbl Ha 300-
pPOBbE HACENEeHus, perncTpauns 1 aHann3d BPOXAEH-
HbIX MOPOKOB pas3BuUTUS Pe3ynbraTbl CPaBHUTENBHOMN
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xapakTepucTukn 4yactoT BIMP B XapbkoBckor obnactu
npencrasfieHbl Ha pucyHke 1.
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Puc.1. CpaBHUTENnbHaga xapakrepuctuka yactort BMP B
XapbkoBCKOi1 o6nacTu.

Peanusaumio ueneson KOMIMIEKCHOM Mporpammebl
rEHETUYECKOr0 MOHUTOPUHIA OCYLLECTBASNN - Xapb-
KOBCKUIM cneunann3npoBaHHbIi  MeOuKo-reHeTuye-
ckuii ueHTp n ObnactHas C3C. PykoBoacTBo v opra-
HM3auMg nporpamMmbl Nposoamnack Yi.-kopp. AMHY,
npod®. NpeyannHom E.A. bbinn co3pgaHbl permoHanbHble
MEpONpPUATUS U KOOPAMHALMOHHBLIA COBET, KOTOPbIM
NO3BOJIJI YCMELLHO BbIMOSIHUTL MOCTaBMIEHHbIE 334a4N.
XapbKOBCKMIA PErVIOH SABNAETCA OOHUM U3 HEMHOIUX,
KTO YCMELIHO BbIMOSIHWA NPOrpamMmmMy MOHUTOPUHra u
npooskaeT ee ganbule. T.K. B MPOBEAEHUN NPOrpam-
Mbl y4aCTBOBaN BCE POLAOBCMNOMOraTesibHble y4pex-
neHns obnacTtn, aetckme 60MbHULBI U MOANKINHUKN,
TO HE0OX0AMMO ObINIO NPEXAe BCEro NMOBbICUTL KBaN-
durKaunio MeamUMHCKNX paboTHUKOB B 00/1aCTU Mean-
LIMHCKOW reHeTUKN. YCOBEPLLUEHCTBOBATb AMArHOCTUKY
BPOXAEHHbIX MOPOKOB Pa3BUTUS W HACNEACTBEHHON
naTonornn.

B TedeHune 10 net npoBOAUTCS ANHAMWNYECKOE Ha-
onoaeHne 3a BIMP 1 XpoOMOCOMHOW naTonorven B
XapbKoBCKoOl 06/1aCTW (3aB.0TAENEHUSI TEHETUYECKOro
MoHuTOopuHra XCMrIy, N.N.f'yneHko). YyeT n aHanus
BEOETCS Ha OCHOBAHWUM CTATUCTUYECKUX HOopMm, npu-
cblnaemMsbix n3 35 poaaoMoB ropoaa U panoHoOB, HEOHA-
TanbHOW 6GONbHULbI, MPO3EKTYPbI, AETCKUX MOANKINHUK
N MHPOPMALIMOHHO-aHANNTUYECKOro OTAENEHUS 300-
poBbs MaTtepumn pebeHka. Pe3ynbratbl 4acTOThl BCTPe-
YyaemocTun BINP 1 XxpOMOCOMHOW naTtonornn npeacras-
JIeHbl Ha pUcyHkKax 2 n 3.

CornacHo MexayHapoaHOM CUCTEME MOHUTOPUHTA,
C LEeNnblo MakcumanbHOro BeisiBneHus BIP B pervoxe,
nepuon HabnaeHUs [OMKEH OCYLLECTBAATLCA A0
ropa xusHu pebeHka. Toraa oueHka yactoT BIP 6yneT
BKJ/1IO4aTb BECb HAKOMMEHHbIN rpy3. Takom noaxon Ha-
MHOro 6onee CNOXHbIN 1 TPYAOEMKUIA, HO OH 6osbLUEe
YYBCTBUTESIbHLIA N pa3pellaeT nony4nutb Gonee Ha-
LeXHble pe3ynbTaThl.

[ns Toro 4to 6bl OCYLLECTBNATL AMHAMUNYECKOE Ha-
6nogeHne 3a BIP, npexne Bcero Heob6xoammo 6bino
BbIENNTb T€ COCTOSAHNSA, KOTOPbIE YACTO BCTPEYaAOTCS
B MONyNsSUMM N NIErko BbIIBAAOTCSA. Takne coCTosiHUS
Ha3bIBAIOTCH «CTOPOXEBbIMU GeHOoTUNaMu». Y4YUTbI-
Basi onblT EBponenckux cTpaH, rae MOHUTOPUHIOBbIE
perucTpbl BeayTcs 6onee 30 neT 1 cornacHo MexayHa-
pPOAHO Knaccudukaumm permcTp OOMKeH BkoyaTb 30
HO30J10rM4YEeCKNX e ANHNL.

2002 2008
Puc. 2. BepudunumuposaHHsie BIP.

2002

Puc. 3. XpomocomHas natosorus.

2008

CyuiecTByOoT 06LWmMe TpeboBaHUS Ons BbloeNeHUs
TeX COCTOSIHUI, KOTOPbIE A0J/KHbI 3aHOCUTLCS B MOHU-
TOPWHIOBLIN PErncTp - Npexae BCero aTo Makcumalsib-
Has BbISBNSAEMOCTb T.€. 1) KpyrHble BHELUHWE MOPOKU
pPasBUTUSA 1 2) NOPOKU BHYTPEHHUX OPraHOB C BbICOKMM
YPOBHEM NIETAIbHOCTU U BbICOKMM YPOBHEM BbISIBNISIE-
MOCTM Mpu NaTosioroaHaTOMNYeCKOM UCCNea0BaHNN.

Takum 06pa3om, Oblsl COCTaBIEH PErucTpP, KOTOPbIN
BktovaeT 30 HO30/I0rMYEeCKMX eanHNLL, a TakK Xe XpPo-
MOCOMHYIO maTonoruo: cuHapom [ayHa, Matay, 9a-
Bapca n MBIP.

BbicunTbiBaETCA MHTEHCUBHBIM MoKasaTesib BPOX-
[EeHHbIX MOPOKOB Pa3BUTUSA N XPOMOCOMHOW NMaTonormm
Ha 10 000 HOBOPOXAEHHbIX Kak B LEsoM no obnactu,
TakK 1 No ropoay 1 Kaxaomy paioHy obnactu. JaHHble
3a nccneayemblii nepuon BpeMeHu nNpuBeneHsl B Ta-
6nuue 1.

OueHumBas obLLee KONMYecTBO NOPOKOB B TeHeEHME
3 neT, MOXHO cAenaTth BbiBOJ, YTO MX YNCSIO NpaKTuye-
CKM He n3meHsanock. Habniogannck N3MeHeHUs BHyTpu
«6a30BOl NIMHUM» — HE3HAYUTESNILHOE YBENNYEHME NNOO
YMEHbLLEHME TeX UM NHbIX MOPOKOB. AHANN3MPYS Mo-
JIY4EeHHbIe OaHHble, MOXHO caenaTb BbIBOL, Y4TO Ha
NepBoM MeCTe MO 4YacToTe HaxoOsTCs BPOXAEHHbIE
nopokn ceppua. MHTEHCMBHBIA NMoka3aTesb OCTaeTcs
MOCTOSIHHO BbICOKMM. Ha BTOpOM MecTe no pacrnpo-
CTPAHEHHOCTU 3aHMMaloT MOPOKM — runocnagus u
nyrnoyHasi rpbbka. 4actota XpOMOCOMHOI NaTonorum
— 6onesHb [layHa — BapbupyeT He3HayuTeslbHO, M B
cpefHeM, OCTaeTCs LOBOJIbHO BbICOKOMN.

B 2000 roay, B nepmon GOpMUPOBAHNSA CKPUHUH-
ra BMNP no XapbkOBCKOMY PEervoHy, Obly1o0 OCMOTPEHO
210 peTteit nepsoro roga xm3um. C 2010 roga 4mcnio
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Ta6nuua 1

CpaBHuTenbHaqa xapakrtepucTtuka BIMP no gaHHbIM MOHUTOpPUHra B XapbKOBCKOIA 06s1acTu 3a

2008 — 2010 rr.

2008 2009 2010

3abonesaHue A6cC. Kon. MHTeHC. AGC. kon. MHTeHC. AGC. Kon. NHTeHC.

NMOPOKOB nokasar. NOpPOKOB nokasar. NoOpoOKOB nokasar.
1.AHaHLEDanns 1 0,36 - - - -
2.CnNnMHHOMO3roBast rpbixa 8 2,9 6 2,19 9 3,39
3.MeHuHrouene 2 0,72 3 1,09 1 0,37
4.Tvppouedanuns 8 2,9 9 3,28 8 3,02
5.Mukpouedanmsa 5 1,8 9 3,28 8 3,02
6.AHOTUA 3 1,09 3 1,09 5 1,88
7.AHodTanbeMus - - - - - -
8.MuikpodTanbmus 2 0,72 - - 3 1,13
9.ATpe3uns xoaH - - - - - -
10.MukpoTusa - - 3 1,09 3 -
11.TpaHcno3nums KpynHbIX COCYO0B 5 1,8 7 2,55 5 1,88
12.M'mnonnasuvsa neBoro cepaua 3 1,09 1 0,36 2 0,75
13.BMNC 266 97,05 277 100,99 246 92,87
14.lWenb rybul n Heba 28 10,22 28 10,20 25 9,43
15.ToTanbHas wesnb ryool - - - - - -
16.ATpe3us nuwiesoaa 11 4,01 6 2,19 7 2,64
17.ATpe3us aHyca 3 1,92 4 1,45 5 1,88
18.ATpe3usa TOHKOro KMLLEeYHMKa 8 2,92 10 3,64 11 4,15
19.AreHe3us unu an3reHe3ns rnovyexk 47 17,14 38 13,85 44 16,61
20.Kncto3Hoe nopaxeHue noyek 1 0,36 7 2,55 5 1,88
21.I'vnocnagusa 54 19,70 44 16,04 63 23,78
22.HeonpeneneHHbin non - - - - 1 0,37
23.9nmncnagua 1 0,36 - - - -
24.9kcTpodusi MOYEBOIO Ny3blpst 1 0,36 - - - -
25.PeyKLIMOHHbIE MOPOKM KOHEYHOCTEN 5 1,82 6 2,18 6 2,26
26.CnnBOBbIN XMBOT 1 0,36 - - - -
27 .Monnpaktnnus 36 13,13 25 9,11 28 10,57
28.AnadparmanbHas rpbixa 2 0,72 2 0,72 3 1,13
29.0mdanouene 23 8.39 23 8,38 22 8,31
30.lactpoxmsunc 5 1,82 5 1,82 4 1,51
31.Cunpgpom JayHa 32 11,64 29 10,57 40 15,10
32.Cunpgpowm MNatay - - 1 0,36 - -
33.CuHppom SaBapaca 1 0,36 2 0,72 1 0,37
34.MBMNP 43 15,69 29 10,57 28 10,57
Bcero 605 220,75 577 210,37 582 219,73
Bcero no r. XapbkoBy 394 269,45 390 268,26 367 263,34
Bcero no xapbKOBCKUM paioHam 211 165,05 187 145,07 215 171,30
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NMPOKOHCYNLTUPOBaHHLIX cocTaBnseT 6bonee 850 neteit
exerogHo. B 3TO 4Mcno BowW OETU, KOHCYNbTUPO-
BaHHblE B POAMJIbHbLIX AOMax, Cheumann3nmpoBaHHbIX
OeTckux 60onbHMLUAxX, a TakK Xe Bbl3BAHHbLIX AKTUBHO,
yunTbiBas BbisiBiieHHble BIP. [laHHble npeacTaBneHbl

Ha pUCYHKe 4.
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Puc. 4. Konu4ecTtBo aetei 1-ro ropa Xu3Hu,
npokoHcynsTupoBaHo B XCMI'L, cornacHo MNMporpamme
reHeTM4eckoro MOHUTOPUHra.

Bbino npoBeneHoO onpeaeneHve cnektpa Hacnen-
CTBEHHOW natonoruu, cpean 11862 cemein, B3ATbIX HA
yyeT B XCMI'L, B 2008- 2010 rr.

CnekTp HacneaCcTBEHHOW NaTosorMm npencTaBfieH
Ha pUcyHke 5.

Takum 06pas3om, CrekTp HacneacTBEHHOM naToso-
rmu (cpenHee 3HaYeHme 3a 3 roga) npeacTaBfieH: Xpo-
MOCOMHbLIMU aHeynionamsammn — 2,5 %, HacneacTBeH-
HbIMN OonesHamu obmeHa —-15,5 %, dakomaTozamu

4, 2% 2% 2%
0

5%

o \

69%
MOHOTeHHBIE CHHIPOMBI
Bposk/ieHHBIE TIOPOKH PA3BUTHS
B XpoMOCOMHBIE aHEYTUTOUIUH
B MuTOXOHApUAIBbHAS TTATOJIOTHs

B Hacnencraennsle 6onesnn ooMeHa
dakomMaTo3bl
XpOoMOCOMHBIH 1oIMMOpdh st

Puc. 5. CnekTp HacneacTBeHHO NaToNorum cpeauy ce-
Mei, B3aTbIX Ha yyeT B XCMI'L, B 2008 — 2010 rr.
(11862 cembmn).

-3,8 %, MmutoxoHgpuansHon natonornen—1,8%, Bpox-
OEeHHbIMM nopokamm pas3putus — 4,5%, MOHOreHHbIMK
cuHgpomMamu — 69,7% 1 XpOMOCOMHbBIM NONNMOpPPU3-

MoM — 2,2 %.

Kak BMAHO M3 MONYYEHHbIX AaHHbIX XPOMOCOMHbIE
abeppaunn B CNeKTpe HacneaCTBEHHOM NaToNornMm co-
CTaBNSAOT, B cpeaHeMm, 2,5%.

C uenbio onpeneneHns 4acToTbl U CTPYKTYPbI BE-
pUdUUMPOBAHHON XPOMOCOMHOW NatofiornMn  Hamu
NPOBeAEH aHaNn3 AaHHbIX LUTOreHeTn4eckoro obene-
noBaHus 60sbHbIX, obpaTtmBlmnxcs B XCMILL, (2008-
2010rr.) onga yToO4HEHNS AnarHoaa.

Yactota 1 CTpykKTypa XPOMOCOMHOM natofiioruu
npencTasneHa B Tabnuue 2.

Ta6bnuua 2

KonunuecTBO AeTeii ¢ XpOMOCOMHbIMU HapyLUEHUAMU, poauBLLUMXCSH B XapbKOBCKOW 06s1acTu
no AaHHbIM FreHeTU4eCKOro MOHUTOpPUHra 3a 3 roga (MHTeHCUBHbIV noka3aTtens 1: 10000
HOBOPOXAEHHbIX)

3abonesaHus 2008 2009 2010
Ab6cC. Kon. NHTeHC. Ab6cC. Kon. NHTEHC. AbGcC. kon. NHTEHC.
NOPOKOB nokasar. NOPOKOB nokasar. NOPOKOB nokasar.
Cunppom JayHa 32 11,64 29 10,57 40 15,10
Cunpgpowm MNatay - - 1 0,36 - -
CuHppom daBapaca 1 0,36 2 0,72 1 0,37

Haunbonee yacto perucTpupyetcsa cuHapom JlayHa

— cpenHee 3HadyeHue 3a Tpu roga 33,7 cny4yaes (12,44

10000). 3atem yacTtoTa XPOMOCOMHOM MaToNornmn
pacnpenenunach cneayouwmm o6pasomM: CUHAPOM Ja-
Bapaca — 1,33 (0,48 : 10000), cuHapom Martay — 0,33
(0,12:10000).

Mpwn peTpocnekTUBHOM aHann3e gaHHbIXx XCMIL, ¢
2000 no 2008 r. B35iTbl HA Y4ET 274 BONbHbIX U X CEMEN
C BeEpUOULMPOBAHHBIM OMarHO30M cnMHapom JayHa.

JunarHocTtuka 6a3mpoBanach Ha NPOBEAEHUN LINTO-
rEHETNYECKOro NCCNeaoBaHus.

CnekTp UMTOreHeTU4eckux HaxoA4OK nokasan, 4To
OCHOBHYIO 4YaCTb COCTaBWM Cilydan PerynspHon Tpu-
comum 47 XX(XY),+21 - y — 242 peteli (88%). Mosanu-
Hble dopMbl kapuotmna 47 ,XX(XY),+21/46,XX(XY) BblI-
ABNEeHbI B 24 cnyyanx (9%), TpaHcnokaumoHHas dpopma
46,XX(XY),t(D/G) - — B 8 cnyyasx (3%).

PegynbtaThl ncCnepoBaHns NpUBELEHDLI B Tabnuue 3.

Ta6bnuua 3
LuToreHeTnyeckne BapuaHThbl
cuHpgpoma [layHa

KonnyecTtBo Mpouert
BapuanTtbl CL] . oT obuero
neren

KonnyecTea
Tpucomus 242 88%
TpaHcngokauus 8 3%
Mo3zaunumam 24 9%
Bcero 274 100%

Takum 006pa3om, LUUTOreHeTM4eckoe uccnenoBa-
Hue B 88,9% cny4yaeB BbISIBUIO PETYSIPHYIO TPUCOMUIO
21XpPOMOCOMbI

BicHuk npo6nem Gionoriti meanunum — 2011 — Bun.4 (90) 181



MEOUWYHA TEHETUKA

BbiBOAbI.

1. C NnOMOLLIO FrEHETUYECKOrO MOHUTOPUHIa CcTano
BO3MOXHbIM onpeaennTb YacTtoTel BINP 1 xpomocom-
HOM naTonorMm B XapbKOBCKOW MOMNYASILMN, OUEHUTb
B/INSIHME MNEPBUYHOMN, BTOPUYHOM NPODUNAKTUKA U
npeHaTtasbHOW OMarHOCTUKM Ha MONYNSLUMOHHbIE Ya-
cToTbl BIMP, ynyywmnte ancnaHcepHoe HabnoaeHve 3a
OETbMU C PasfinyHbIMM MOPOKaMM PasBUTUS.

2. YCTaHOBNEHO, YTO XPOMOCOMHbIE aHEeynIougum
cpeny obpaTtuBlumxca B XCMI'LL 3a Tpu roaa, B cnekTpe
HacneacTBEHHOW naTtonorum coctasunu 2,5%.

3. Cpeon XpoOMOCOMHbIX aHeyrionauii Hanbonee
YyacTo pernctpuposancs cuHgpom dayHa. OnpegeneHa
€ro cpefHss 4actoTa No XapbkOBCKOMY PEFMOHY 3a TpU
rona, oHa coctasmna 12,44 : 10000 HOBOPOXAEHHbIX.

4. UntoreHeTtunyeckoe nceneposaHune B 88,9% cny-
YaeB BbISIBUO PErYSIPHYIO TPMCOMMIO 21 XPOMOCOMBI.

MepcnekTnBbl panbHEALWNX WUCCef0BaHUN.
MnaHupyeTca mnccnepoBaTb naTtoreHeTU4yeckme Moa-
X0[bl K peabunutaunmn 1 Ne4eHnto eTei ¢ CUHAPOMOM
JayHa, onsa ynyyweHns oucnaHcepHoro HabnoaeHus.
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YAK 575.224.23:616-056.7

YACTOTA U CTPYKTYPA XPOMOCOMHbIX AHEYMJIOUANIA CPEAU BOJIbHbIX C HACJIEACTBEHHOM
MATOJIOMMEN.

Edpemora O.A., NpeuaHuHa l0.B., lNynexko U.WU., lpeuvanuna E.NA.

Pe3iome. B cTaTbe NpeacTaBieHbl AaHHbIE O YACTOTE N CTPYKTYPE XPOMOCOMHbIX aHEYNIOUAMIA B MONYASLMN,
onpeneneH yaenbHbli BEC Cpeaun HMX cuHapoma [layHa n 4acTtoTe ero BCTPe4YaeMoCTu B XapbKOBCKOM PErVIOHE.

KnioueBbie cnoBa: kapuotun, cMHapoMm layHa, reHeTudeckuii MoHnTopuHr, BIMP, aHeynnonamn.

YAK 575.224.23:616-056.7

YACTOTA TA CTPYKTYPA XPOMOCOMHMUX AHEYMJIOIOIA CEPEL XBOPUX 31 CMNAAKOBOIO
MATOJIOTIEO

Edpemoa 0.A., Ipeuarina l0.B., NyneHko l.1., lpevanina O.4.

Pe3iome. Y cTaTTi HABEAEHO AaHi NPO YaCcTOTY Ta CTPYKTYPY XPOMOCOMHUX aHEYMJ10iAild B nonynsujii, Bu3Ha4yeHa
nMTOMa Bara cepeg H1x cmHgpomy [layHa i yactoTa Moro 3yCcTpidaeMocCTi B XapKiBCbKOMY PEFiOHi.

Kniouosi cnosa: kapiotnn, cuHagpom JayHa, reHeTu4HniA MoHiTopuHr, BBP, aneynnoigii.

YOK 575.224.23:616-056.7
Frequency And Aneuploidy Chromosomal Structure At Patients With Hereditary Diseases
Efremova O.A., Grechanina J.B., Gulenko I.l., Grechanina E.Y.
Summary. The article presents data of chromosomal aneuploidies frequency and structure of in the population,
defined proportion of Down syndrome and frequency of its occurrence in the Kharkov region.
Key words: karyotype, Down syndrome, genetic monitoring, CM, aneuploidy.
CraTTa Haginwna 28.11.2011 p.

182 BicHuk npo6siem Gionoriti Meanuuun — 2011 — Bun.4 (90)



