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Pestome. B pabome uccredoeanvl OCHOSHbIE MEMOOUYECKUE ACHEKMbl
NPeOUMNIAHMAYUOHHOU 2eHeMUYeCKoU OUASHOCMUKY 3MOPUOHO8: NPOAHA-
JUSUPOBAHBI OCODEHHOCMU 3aKOHOOamenbHoU 6azvl cmpatn Eeponvl, oxapak-
Mepu306aHbl 0COOEHHOCMU UCNONIB306AHUS PAZIUYHBIX 00BbEKMO8 U MEMo008
uccneoosanus. OcobenHoe 6HUMAHUe YOeleHO pa30eNeHUur) NOKA3aHull 0/
uccneoosanus memooamu FISH u cpasHumenvholl eeHOMHOU 2ubpuousayuiL.
Hccnedosano cocmosnue npeoumMnianmayuoHHOU 2eHemu4eckoll OuasHoc-
muku 8 Ykpaune u oyeHeHvl nepCnekmusbl U yCiosusa OaibHelue20 paseumus
O0aHHO20 HANPABNIEHUA.

Summary. In present article main methodical aspects of preimplantation
genetic diagnostics of the embrios are investigated: the national regulation
features of the FEuropean countries are analyzed, the properties of the
different testing objects and methods are characterized. Particular ottention is
paid to the differentiation of the indications for testing by FISH and
comparative genomic hybridization methods. Modern status of the
preimplantation genetic diagnostics in Ukraine is investigated, perspectives

and conditions of the further development of this medical field are estimated.

Bigomo, mo ¢eHoMeH 3HMKEHHS (DEpTHIIHHOCTI,
IO CIOCTEPIraeThCs OCTAHHIMU POKAMU B HaIlil
JepKaBi, 4acTO € XapaKTepHUM MPOSIBOM OiTbLIOCTI
CHaJIKOBUX XBOpOO IIOAWHU. biooriyHmii ceHc
IBOTO SIBUINA TIOJISTAaE€ y 3MEHINEHHI BiATBOPCHHS
MOTOMCTBA y CiM X 31 CHaJKOBOIO MATOJIOTI€l0, 110
MOKHa PO3MJIAZATH K MPOSIB BILUTUBY EBOJIOIIHHO
3YMOBJICHOTO TIPUPOAHOTO J000py. Ilpm 3HMXKEHHI
TUCKYy  TPUPOIAHOTO  J00OPY  CIIOCTEPIraroThes
MEIUKO-COLIlalIbHI HACHIAKH: colLiadbHa Ae3afall-
Taris (iHBaJiIHICTh) XBOPHUX, IiBUIIIEHa TIOTpeda y
MEIMYHOMY OOCIYrOBYBaHHI Ta 3HMIKCHHS TpHU-
BajoCTi XKUTTA [1].

Ha ¢oni ycrameHMX TeHACHIIH TOTIpIICHHS
CTaHy PENpOAYKTHBHOTO 3JIOPOB’sl HACEICHHS Bce
IIMPIIOr0 PO3BUTKY HAOYBalOTh TEXHOJIOTII INTYyY-
HOTO 3aIuTiHCHHS.

AJie BIICYTHICTH PEECTPIB CiMeH 31 CIagKOBOIO
NaToJIOTIEr0, HE3a/l0BUIbHA OpIEHTAlllS TAII€HTIB 1
JIOHOPIB CIIEPMHU Ta SHICKIITHH Y CBOIX POJOBOAAX
3YMOBJIIOE PO3IIUPEHHS CIEKTPY METOJHK, IO
3aCTOCOBYIOTBCS JUISI 1X OOCTEXKEHHS TpPU BHKO-
PUCTaHHI TaKMX TEXHOJIOTiA. 3 OrJIsAQy Ha BHIIE-
BUKJIaJICHE, HaI3BUYaHOI aKTyalbHOCTI Ha0yBae
PO3BHTOK METOIB JOIMIUIAHTAIIAHOT MiarHOCTHKU
(eng. PGD — preimplantation genetic diagnosis) sk
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€IMHOTO METOIY CEINIeKIlil eMOpPiOHIB 3 TEHETUIHUM
anapaToM, 110 HE MICTHTh MaTOJOTIYHUX 3MiH. BiH €
KOMIUIEKCOM 3aXOJIiB, CHpPSIMOBaHMX Ha JOCHTiJ-
JKCHHSI TCHETHYHHX CTPYKTYp CTATEBHX KIITHH YU
eMOpioHa Ha eTami J0 IMIDIAHTAIlii OCTAaHHBOTO B
MOPOKHUHY MaTKH.

BHKOpUCTaHHS TaKOro MiIXOAy BHIAETHCS O-
HUM 13 Ji€BUX MEXaHi3MiB OOpPOTHOW 3 TEHETHIHOIO
HaTOJIOTIENO.

3 ormany Ha Opak iHpoOpMamii y BiTYM3HSHHX
JiKapiB-TeHETHKIB MIOAO MOMKJIHMBOCTEH Ta ajiro-
PUTMIB JTOIMITIAHTAIIHHOT TeHETHYHOI J1arHOCTUKU
MeTOI0 IIi€i poOOTH CTaB aHali3 Cy4YacHHUX TEH-
JICHIIIA TX PO3BHUTKY 33Ul IMIUPIIOTO iX 3acTo-
CyBaHHS B YKpaiHi.

OCHOBH [OIMIUIAHTAL[IMHOI T€HETUYHOI JiarHoC-
TUKU Oynu 3akiafeHi me y 1967 poumi, ko y
HAayKOBI JiTeparypi 3’SBHJIOCH TepIie TIOBi-
JIOMJICHHSI 111010 BH3HAYEHHS CTaTi eMOPIOHIB KpO-
nuka Ha cramii Omactoruct [11]. OmgHak mIMPOKI
KIIIHIYHI JOCIHIPKEHHS Ta BIPOBA/KEHHS PO3POOOK
y KIIHIYHY MPaKTUKy OyJIM TPUBAIMI Yac yTPyIHEH]
4yepe3 BIICYTHICTh BHCOKOUYTIMBHUX Ta HaIlMHUX
MOJICKYJISIPHUX METOMIB MiarHOCTUKW. | Jwmiie y
1990 p. Hapoauiack mepilia AUTHHA Y TOJPYXOKS 3
X-3uerIeHo0 marojorieo B anamuesi [23]. [Toxans-
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M PO3BUTOK JiarHOCTUYHUX TEXHOJIOTIH CIpHUsIB
HIMPOKOMY BIIPOBAKEHHIO METOMIB JIOIMILIaHTa-
LidHOT MiarHOCTUKK Ta 3poOuB ii HEBiN €MHOIO
YaCTHHOO MPOBENIEHHS IHKIIIB JOMOMIXKHUX PETpo-
nyktuBHUX TexHojorid (IAPT). Ilizmime, y 1997
polli, 3 METOK IEHTpai3allii JaHUX Ta CTaHIap-
TH3allii TPOBEJCHHS TOIMILTIAHTAIMHNX JTOCIIHKEHb
Oynma cdopMoBaHa iHIIIIaTUBHA Tpyma, sKa B IIO-
nanemoMy orpuMana Hazey PGD Consortium'.

Moxa3zanus x0 giarHocTuku. JJoiMranTaninyy
TEeHETUYHY JiarHOCTUKY YMOBHO MOXHA TOJIIHTH
Ha BJIACHE JIIaTHOCTHUKY Ta CKPUHIHT.

BrnacHe miarHOCTHKAa MPOBOIUTHLCS Y MOAPYKHIX
map, Mo € HOCISIMH BCTaHOBJICHOTO TE€HHOTO YU
XPOMOCOMHOTO JIe(eKTy.

BukopuCTaHHS CKPUHIHTOBOTO MiAXOIy 3yMOB-
JICHO TUM, IO HaBiTh Y PEePTHILHUX MOAPYKHIX Map
OJM3BKO TTOJIOBMHH BUMAJKIB CTAHOBISTH aHEYIIIO-
imai uym Mmoszaiuni emOpionn [20] (3anmexHO Bif
KUTBKOCTI JOCHIJDKEHUX Xpomocom). | xoua Oinb-
IIICTh 3 HUX HE IMIUIAHTYEThCSI 200 HE JOHOIIYEThCS
JI0 T3HIX CTPOKIB BariTHOCTI, BCE X ICHY€ PH3HK
HapO/PKEHHS JWTHHU 3 XPOMOCOMHHMH aHOMa-
mismu. Tomy, 3BakarouW Ha 3yCHJUIA, AOKIAJACHI
TaIliEHTaMH Ta JIIKapsSIMA 10 JOCSATHEHHS BariTHOCTI,
JOIUIBHO MIHIMI3yBaTH PU3HK IMEPEHOCY aHEeYILIo-
imHoro emOpiona. Came TOMY CKPHHIHT MpPOBO-
IUTHCS 332 yMOB, KOJNH TIOAPYXKHS Iapa HE Mae
BCTaHOBJICHUX TOPYIICHb T'€HETUYHOI'O arapary,
OJHAaK WMOBIpHICTh OTpUMaHHS eMOpioHa 3 TeHe-
TUYHUM Ae(PEKTOM € ITiJBUIICHOO.

[lincymyBaBImm, MOKHa 3BECTH TOKa3aHHA [0
MPOBEJICHHS JTOIMIUIAHTALIHOTO TEHETHUYHOTO JI0-
CJiJ[PKEHHS JI0 TaKOTO MEeperiKy:

e 3BHYHE HEBHHOIIYBaHHS BariTHOCTI;
MHOKWHHI HeBnami cripoou [IPT (>2);
HETUTi/ISI HEBU3HAYEHOTO TeHEe3Y;

BiK Marepi moHas 37 poKiB;
YOJIOBiUMi (pakTOp HETUTi;

® HasSBHICTh B aHaMHE31 BariTHOCTI YM HapOJI-
YKEHHSI TUTHHH 3 XPOMOCOMHOIO aHOMATI€10;

® HOCIHCTBO CTPYKTYpHHX XPOMOCOMHHX IIie-
peOynos;

® HOCIHCTBO CHAAKOBOI I'€HHOI MaTOJIOTI].

O0’eKkT HOIMILIAHTALIIHOTO TEHETHYHOI0 JI0-
ciaimkenHs. Ha choromHi icHye TpH pi3HI HiAXOAH
IO aHaNli3y TCHETHYHOTO Marepially Ha J0iMIUIaH-
TaliifHOMY eTami: aHaji3 NOJSIPHHUX Tilelb siile-

' PGD Consortium — cTpykrypHuii mizposain European
Society of Human Reproduction and Embriology, B
3aBJIaHHS SIKOTO BXOJUTH 301p, aHaji3 pe3ybTarTiB
JOIMILTAHTAIMHUX JOCHTiDKeHb B nukiax JPT, a Takox
yHi(iKaIist JOCHiKEeHb NUIIXOM (POPMYJIIOBaHHS BUMOT,
MIPaBWJI Ta TIPOTOKOJIIB.
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KIIITHHH, OJlacTOMEepa eMOpiOHa Ta KIIITHH TPOEKTO-
JIEPMaJIBHOT 0OOJIOHKY, TIOPIBHSIHHS SKHX HABEICHO
y Tabmmui 1.

3 HaBeleHUX ) TaONMWII JaHWX BHILIHBAE, IO
BHOIp Oyab-IKOTO 00’€KTa MOCIIPKCHHS I TOiM-
[UIAHTALIMHOI JIarHOCTUKU IOB’SI3aHUM 3 MEBHUMU
00MeXEeHHSIMH, Ki 000B’SI3KOBO MalOTh OyTH B3SATI
IIo yBaru. Binrak, BuOip Mae BpaxOBYBaTH:

e 0COOJMBOCTI TIPAaBOBOTO TIPOCTOPY isTb-
HOCTI KJTIHIKH;

®  MOXIMBOCTI eMOpiOJIOTiuHOI IabopaTopii;

e [mpeaMeT IOIMIUIAHTALIMHOT JTIarHOCTHKH
(Ha 10 came MPOBOJAUTHCS NOCITIHKEHHS);

e MeTOJ MOIMINIAHTAIIMHOI J1arHOCTHUKH,

e BiJJaJeHICT, Ta TEXHIYHA OCHAILEHICTh
[IUTOT€HETUIHOT/MOJIEKY ITPHO-11arHOCTUIHOT
naboparopii;

e iHAUBiAyabHI 0co0MuBOCTI JIPT-11uKy.

OcoOIMBOCTI MPaBOBOTO MPOCTOpPY (YHKILIOHY-
BanHs kiiHiku JIPT €, malyTh, HaiiBaromimum
YUHHUKOM, T SKUH MiABOMATHCS yci iHIN. 3aKo-
HOJaBui OOMEXEHHs, 1o 0a3yloTbCs, B IEPIIY
Yyepry, Ha YCTaJleHHX PEeNITriiHAX TMOTIsAAax B OK-
pEMOMY PETi0HI, 3aTHI CYyTTEBO OOMEKHUTH CBOOOTY
OPUHHSTTS PiIICHHS.

Koxxna kpaina mae BiacHi HalioHaJbHI OCOOH-
BocTi perymoBanHs cepu JPT, omHak icHYIOTH i
OKpeMi MDKHaponHi HopMu. HaiOimein BaroMum
3aKOHOAABYMM AaKTOM, L0 CTOCYETHCS 3a3HA4YEHOI
cdepu, € JIupekTrBa CTOCOBHO IIFOJICHKUX TKaHWH Ta
kmithH  (Human Tissue and Cells Directive
2004/23/EC). BoHa mpsIMO CTOCYETHCS JFOJACHKHX
raMer, eMOpiOHIB Ta JiHIH CTOBOYpPOBUX KIIITHH
eMOPIOJIOTIYHOTO TTOXOKCHHS, BHUCYBAIOYH HHU3KY
BUMOT IIOJI0 SIKOCTi ¥ Oe3MeKu MpoLeaypH, UTaHb
KOHTPOJIO, 3aCTOCYBaHHs, 30epiraHHsi, KOHCEPBY-
BaHHS, TOUIMPEHHS Ta TEepeMIlIeHHsT 0i0JOTiYHOTO
Matepiary Mixk kopaonamu (cT. 8, 9, 25), oco0mmBO
SKIIO Taki mil IOB’si3aHl 3 3aKOHOOAaBYUMH OOMe-
JKEHHSIMH, TI0 ICHYIOTh y KpaiHaX-y4JacHHIIAX.

[Murans perymroBanns chepu JAPT Takox omnoce-
PEIKOBAaHO CTOCYIOTHCS XapTis (HyHIaAMEHTaIbHHX
npaB €BpoOMNEHCHKOro coro3y Ta KoHBeHIis mpo
3aXHCT TpaB JIOJUHA Ta (yHIAMEHTaIbHUX CBOOO,
KoHBeHIIisl PO 3ax¥CT MpaB JIIOJWMHU Ta JEOACHKOT
rigHOCTI y 3B’SI3Ky 3 3acTOCyBaHHAM OioJorii Ta
menuiman  (KoHBeHLiss Tpo mpaBa IIIOAWHU Ta
OloMenuIMHy) Ta 3aK/IFOYHA JCKIaparlisi BOCBMOIO
3i0panns KoHdepeHilii HalliOHATbHUX €TUYHHX KO-
MITETIB.

OpHak, BIANOBIIHO 10 3a3HAYCHUX HOPM, KOXKHA
KpaiHa € BUIBHOIO Y BCTAHOBJICHHI OLJIBII KOPCTKHUX
3aKOHO/aBYMX HOpM. [1OpiBHSAIbHA XapaKTEPUCTHKA
3aKOHO/IaBYOT'0 PETYIIOBAHHS PEMPOAYKTHBHUX Te-
XHOJIOTiM B OKpeMHX €BpPONEMCHhKHX KpaiHax Ha-
BeJleHa y Tabnuii 2.

ME/TUY9HI IIEPCIIEKTHBH



Tabrnuysa 1

IHopiBHAIbHA XapaKTePUCTHKA 00’ €KTIB J0C/IIIKEHHS NP 3aCTOCYBAHHI MeTOIB
JOIMILIaHTAIiHOI TeHeTHYHOI TiarHOCTHKH*

00’ekT
JOCITiTKEeHHST

Onuc

IlepeBarn

O0MexeHHS

Monsipui Tinbus
(mepiue Ta apyre)

Penykuiiii KJIiTHHHI yTBOpeHHs,
10 YTBOPWIOTHCSH HA Pi3HUX
CTajisX 103piBaHHA Al LEKITITHHH.

Baacromepn Kuaitnnu em0piona na 3 nenn
Po3BUTKY (6-8 kiiTHHHA cTanis, 3
n06a). Kiuitunu €
HeAnpepeHniiioBaHMMHU Ta OIHA-BI
3 HUX MOKYTh OyTH BUJIy4eHi 3
MiHiMaJIbHUM BIUIMBOM Ha
JKMTTE3AATHICTH eMOpioHa.

Kaituan Kuaitnnu emopionanbsHoro

TpogeKTO- MOXO/UKEHHS, 1110 CKJIAJAI0Th

JAepMajIbHOI 30BHIIIHIO 000JIOHKY Ha cTaii

000JI0HKH oaacrouucru (5-6 noda)

Toasipui TiIbUS He BinirpawTbL
poui y 3amutigHeHHi Ta MOXKYTh OyTH
BUJIyYeHi 0e3 MoK KeHHs
ARNEKJTITHHH.

Jocaipxenns 6aacTomepiB nae
Ge3mocepenHe ysiBJIEHHS PO CTAH
reHeTHYHOI'0 anapary emopiona.

- TectyBanHs 1a€ Ge3nocepeHe
YAIBJIEHHS PO CTAH FeHETUYHOI 0
anapaTty eM0pioHa, BpaXOBY€TbCs
MOZKJIUBICTH MO3ailM3MYy.

- Bisbma yactuna emopioHis 3
XPOMOCOMHMMH AaHOMAJIisSIMH He
JI0’KMBAIOTH /10 CTaAil 0J1acTOUCTH
(npupoaHii 106ip), 10 3yMOBJIIOE

- JocaixkenHs nae nodiuxe
yfIBJIEHHSI PO FreHeTHYHMIi anapar
SIAIEKJTITHHH i He € TapaHTicI0
HOro HOpMAaJIBHOCTI.

- AHa71i3 He BPAXOBY€ 40JI0BiUHii
(akTop 3anJiiHeHHs Ta, 0TKe, He €
Nn0GHOI0 XaPAKTEPUCTHKOIO
MaiiGyTHHLOro eMopiona.

- locaixkeHHs] He BUKJII0YAE
HasIBHOCTI Mo3aiuu3My y eMOpioHa.
Bioncis 6;1acTomepa € noreHuiliHO
HEraTHBHHM YUHHUKOM BIUIHBY HA
NMOJAJbIIMI PO3BUTOK eMOpioHa.

- He BHKII0YeHA MOKINBICTH
MOIAJTBIIOT CAMOKOPeKIIii
eMOpioHiB 3 TpHcoMico.

- JocainkeHHs TpoeKTOACPMH
BHMArae MoKJIMBOCTi
emoOpiosoriunoi 1a6oparopii BecTn
6JIaCTONUCTHY KYJIBTYpY.

- lposenenns APT-uukiais 3 PGD-
JOCJIiKeHHSIMH, 32 SIKHMH 4epe3
TeXHi4Hi 0c00IMBOCTI pe3yJbTaT
He MoxKe OyTH 0TPUMaHMIi

eKOHOMIYHY epeKTHBHICTh
JOCTizKeHHsI TpodekToREPMHU.

NMpOTSIroM 100H, BUMarae
KOHCepBYBaHHsA eMOpioHiB Ta ix
BUKOPHUCTAHHSA Y NOAATBIIHX
KpioumKiax.

IIpumirtka: *-cKkIaneHo 3 BUKOPUCTAHHSAM JaHUX, NpeJCTaBIeHux y [5, 9, 10, 24, 26]

Taxk, y I'epmanii QyHKIIOHY€E 3aKOH ITPO OXOPOHY
eMOpioHa, 110 3a00pOHSIE TOCIIIKEHHS K eMOpioHa
B LUIOMY, TaKk 1 OKpeMHX Horo KimiTuH. Tomy
CKPUHIHT MOXE€ TMPOBOJUTHUCS JIHMIIE TPHU BHKO-
PUCTaHHI TIEPIIOTO Ta IPYroro MOJAPHUX TiIEIb.
Amnanoriuni oOMexxeHHs BcTaHoBieHi 1y Hi-
JepiaHiax.

Ipmangis He Mae crenudigHOTO 3aKOHY MO0
PGD, ane emOpionu mignanaroTth mifg 3axuct KoH-
crutyuii Ipnmangii y po3nmini mpaBa HeHapOIKEHUX
Ha XUTTA. Binrak, eMOpioH HaBiTh 3 T€HETHUYHOIO
naTosoriero He Moxe OyTu 3HUImeHuil. Tomy PGD y
Uil KpaiHi He 3aCTOCOBYETHCS, a KIIHIKM HE MalOTh
mpaBa 3abe3rnedyBaTd JOIMIUIAHTAIIAHY JiarHOC-
THKY JUTS MiCIICBHUX TTAII€HTIB HABITh 32 KOPIOHOM.

VY I'peuii, Hanpukiaaa, 3aKOHOM HE BHM3HauYeHa
PI3HHUI MiX JOIMIUTAHTAIIHOIO Ta MPEeHaTaIbHOIO
ZiarHOCTHKOIO.

Crnonyueni lllratn Amepuku He MaroTh Qene-
PAIBHUX 3aKOHIB, IO OE3MOCEPEHBO PETYIIOThH
BHKOPHCTAaHHS METOMIB JIOIMIUTAHTAIIHHOT Jiar-
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HOCTHKH, OJHAK OKPEMHMH IITaTaMH BCTAaHOBIIEHI
BJIACHI OOMEKCHHSI.

He wmae 3akoHomaBumx oOMexxeHb 1 YkpaiHa.
Harmmra nepikaBa xapakTepu3yeThcs HE3PITICTIO 3aK0-
HOJaB4YOI 0a3u, TeMmu (OPMYBaHHS SKOI CYTTEBO
BIJICTAlOTh Bijl CyYaCHHUX TCHJCHIINl PO3BUTKY Me-
MUYHOT HayKW. 3ayBaXUBIIM Ha Te, IO piBEHb
MEIUYHHUX ITOCIYT Ta OCHAIIEHICTH OIIBIIOCTI BIT-
YU3HAHUX PEIPOJTYKTUBHUX KIIIHIK HE MOCTYAEThCS
MDKHApOIHOMY TpH OifbIl HHU3BKIM BapTOCTI mocC-
nyr, 1e 3a0e3nedye YKpaiHi TigHe Miclle Ha Mixk-
HApOJHOMY PHUHKY «MEIUYHOIO TYpPH3MY» Ta Bij-
KpUBAE JIOJIATKOBI MOMJIMBOCTI JUII PO3BHUTKY
TEXHOJIOT1i JOIMIUIAHTAI[iHOI MIarHOCTHKH W yIOC-
KOHAJIEHHS ITOKa3aHb 0 X 3aCTOCYBaHHS.

3acTtocyBaHHsT MeTOAiB JOiMILIAaHTALiiHOT
reHeTnyHoi giarHocTuku. CydacHi MOXKIIMBOCTI
MOJIEKYJIAPHOI ~ MIarHOCTHKH  3YMOBIUIM  BHKO-
PUCTaHHS BUCOKOYYTJIMBHX METOJIB JOIMIUIaHTA-
[[IHHOTO TEHETUYHOTO JIOCIIPKEHHS, B OCHOBY SIKMX
MOKJIaZieHe  sBUIIe TiOpuamsamii  HyKIJICTHOBHUX
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KMCJIOT. IX MOYHA PO3LTMTH HA TPH OCHOBHI FPYIIH:
METOJIM, 3acHOBaHI Ha sBuImi amrutigikamii (TTJIP-
MeToan), (IyopHCLEHTHIH TiOpuamsauii in  situ

(FISH) Ta renomHilt riopuamsamnii. OcoOnmmuBoCTi X
NpU3HAYCHHS MOXKHA PpO3MVISHYTH 33 JIaHUMH
Tabmumi 3.

Tabruysa 2

ITopiBHSIIbHA XapPAKTEPUCTHKA HANIOHAJBLHOI0 PEeryJJI0BAHHS PeNPOAYKTUBHUX TE€XHOJIOTIH*

Kpaina

IIpenaranbHa AiarHOCTHKA

JoiMmiianTaniiHa AiarHoCTHKA

Beabris Jlo3BoJieHa

Beanka Bputanis

I'epmanis Jlo3BoJIeHa, 3AKOHOAABYO He BPEryJbOBaHA
I'penist Jlo3BoJieHa

Ipaanain Jlo3BoJ1eHa, 3aKOHOIABY0 He BperyjiboBaHa
Icnanis Jlo3BoJ1eHa, 3AKOHOIABY0 He Bperyjab0BaHa
ITania Jlo3BoJieHa, 3aKOHO/IABY0 He BPeryJjboBaHa
Hinepaanan Jlo3BoJ1eHa, 3aKOHOIaBY0 Bpery/ib0BaHa

Pociiicbka ¢enepauis

CaoBakist Jlo3BoJ1eHa, He Bpery/jiboBaHa (iCHYIOTb Jiulle
pexomMeHaaii)

Ykpaina Jl03B0JIeHA, 3aKOHOJaB4Y0 He BPeryJib0BaHa

®panuis Jlo3BoJ1eHAa, 3aKOHOIaBY0 Bpery/ib0BaHa

Yexis Jlo3BoJ1eHAa, 3aKOHO/IABY0 He Bperyjib0BaHa

IBeiinapis Jlo3BoJ1eHAa, 3aKOHO/IAaBY0 Bpery/jibOBaHa.

Mo:xkauBe BU3HAYEHHS XapaKTEePpUCTHK IJIOAY,

I[OBBOJIeHa, 3aKOHOJAABY0 He BperyJjboBaHa

Jlo3BoJIeHa, 3aKOHO/1aB40 HE BPeryJb0BaHa

Jlo3BoJieHa, 6e3 cnienudiyHuX 00MeKeHb

Jlo3BoJieHa JiMIIe NPH BU3HAYEHHX CTAHAX Ta 32
yMOBH oTpuMaHHsi 103801y KomirteTy 3 3amiigHenHs
Ta em0OpioJiorii. Bumarae jinensyBanns. € npeamerom
KOHTPOJIIO BiAMOBiTHUX CJIY:KO.

3aGopoHeHa, 32 BUHATKOM JIOC/Ii/IZKEHHS MOJISIPHUX
TiNens

I[(BBOJIP,H?I, 3aKOHO/1aB10 BperyJiboBaHa

3a6oponena

Jlo3BoJieHa JiMIIe NPH BU3HAYEHHX CTAHAX 32 YMOBH
BHCOKO PHU3UKY FeHeTH4HOI NAaTo.I0Tii

3a0opoHeHa, 32 BUHATKOM JIOC/Ii/IKeHHS MOJISIPHUX
TiJIeIb

Jlo3Bo1eHa, 3aKOHO/IaB40 BPery/iL0BaHa

3aK0HO/1aBYO He BpPeryJibL0BaHa

Jlo3BoIeHa, 3aKOHO/IaBY0 He BPEryJibOBaHa

3aK0HOABYO He BPery1b0BaHa

Jlo3BoJieHa JiMIIe NPH BU3HAYEHHX CTaHAX,
Bpery/ib0BaHa, NOTPedye JilleH3yBaHHS

Jlo3BoJieHa JiMIIe MPH BU3HAYEHHX CTAHAX 32 YMOBH
BHCOKO PH3UKY FeHeTH4HOI naToJiorii

3aGopoHeHa, 32 BUHATKOM JIOC/Ii/IZKEHHS MOJISIPHUX
TiNens

siKi 6e3mocepeHbO He BIUIMBATH HA iHOT0

cTaH. Buznauennst crarti 3a6oponene

IIpumitka:™*-cki1ageHo 3 BUKOPUCTaHHIM JaHuX [19, 25]

KoxxeHn 3 HaBeaeHHMX METOIB 3acCHOBAHUM Ha
netekiii yHikanpHuX nociigoBHoctel JJHK, omHak
HU3Ka METOJMYHUX OCOOTHBOCTEH 3YMOBIIIOE TIEBHY
YVHIKaJIBHICTh 3aCTOCYBaHHS KOXHOTO 3 HUX.

Tak, moimmnanramiiiga I1JIP-miarmocTrka xod9 i
Ma€ IHAPOKiI MIarHOCTUYIHI MOXIJIMBOCTI, OIHAK, SK
BUIIIMBAE 3 JaHUX HaBeJEHOI TaOJMIll, KOJIO IOKa-
3aHp 10 ii 3aCTOCYBaHHS IOCHTH BY3bKE — JIOCIIiM-
JKEHHsI OKpeMHUX TeHiB. lle moB’s3aH0 3 00MEXKEHOIO

4

KUTBKICTIO PETIOHIB, IO MOXYTh OyTH TOCIIKEHI,
HEMOJXKJIMBICTIO BHKIIFOUCHHS XPOMOCOMHHUX aHe-
YIUTOT/IiM, TOJITUIOININ, a TAKOXK SBUIA «BUMAIIHHS
anemoy». 3a3HadeHe oOMexye i1 3acTocyBaHHs, Ha-
MPUKIIAZ, JUIS CeNeKIii eMOpiOHIB 3a CTaTTio, OC-
KUTbKM Ha aHEyIUIOiJil0 3a CTaTeBUMH XPOMO-
coOMaMHU TIpUTiagae OJIU3bKO ITOJIOBHHH BHIIAIKIB.
Bignosigno npo 3BitiB PGD Consortium, 3a Iie-
pion 1997 — 2008 pp. akpeAUTOBaHUMH YJICHAMH
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Oyno mpoBeneHO 4763 IUMKIA 3 BHUKOPHCTAHHSIM
I1JIP-giarHOCTUKH, IO CTAaHOBUTHL ONM3bKO 18%
yCiX JOIMIUTAHTAIIMHUX AOCHTIKEeHb, 3 HUX 4578 —
BJIaCHE JOIMIUIAHTAIlIiHA JiarHOCTHKa, nuire 182 —
CeJIeKIlisE eMOpIOHIB 3a CTAaTTI0O Ta 3 — JOIM-
IIAHTAIlIfHUH XpOMOCOMHUH CKpUHIHT [14].

CeitoBi TenaeHuii Bukopuctanus [IJIP y moim-
TUTAHTAIIHIN MiarHOCTHI XapaKTepU3yIThCS TIO-
CTYIIOBUM 3pOCTaHHAM ii 3acTocyBaHHs 1 3a 2008 pik
ne craHoBuno 25,3% ycix AoIMITIaHTAIIHHUX
mpocmimkens [12, 13, 14, 15, 18].

Tabruysa 3

3acTocyBaHHSI METOAIB FeHETHYHOT O JOCTIIKECHHS 51
JOIMILTaHTAIIIHOI TeHeTHYHOI JiarHOCTUKH

I'pyna metonis Ipukaaau

ITokazanus

kJacuyHa IIJIP

TIJIP B pe:kuMi peajibHOro yacy
CexBeHyBaHHS
@parmMeHTApHHI aHATi3

3acHoBaHi Ha sIBHIILI
ammutigikanii (ITJIP-
MiarHOCTHKA)

JliarHoCcTHKA MOHOTE€HHOT MATOJIOTii
Cenekuis emdpiona 3a HLA-reHoTunom
Ceuexnisi em0pioHa 3a pe3yc-4HHHHKOM

MiHnicekBeHYBaHHS Ta Mac-CIEKTPOMETPist

FISH-meToau FISH-anauni3

I'enomHa riépuamsauis

TopiBHsiJIbHA reHOMHA ridpuaN3anis

O0Me:keHHiT XpPOMOCOMHHUIT CKPHHIHT
306as1aHcoBaHi XpoMOCOMHI nepedy10BH y OaTbKIB
IleBHi BUNAaKN He302JaHCOBAHMX XPOMOCOMHHX
nepedynoB

Cenekuist eMOpioHa 3a cTaTTIO

CKpHHIHT BCHOT0 reHoMa

XpoMocomHi nepedy10BH y 6aTbKIB
Bararopa3osi HeBaaai cnpodou IPT
3BMYHe HEBUHOUIYBAHHS BarirHOCTi npu
eMOpioHax, HOPMAJIBLHHX 32 KAPIOTHIIOM

FISH-pmiarHocTHKa € HAUTIOMIUPEHIIIINM METOIOM
JOIMITIAHTAIIHHOT JiarHOCTUKH., ONTHMI3yHOUd Ha-
0ip FISH-30HmiB, MOXHa Bi3yali3yBaTh SIK KOH-
KPETHUH PETiOH XPOMOCOMH, TaK 1 BCIO XpOMOCOMY,
a00 HaBiTh Bech reHOM. OmHAK OOMEXEHE KOJIO
(hyopoxXpoMiB He [03BOJISIE 3POOHUTH I METO[
yHIBEpCaJbHUM — KOXCEH piBeHb Bi3yamizauii Mae
cnerudiuHi A1 HBOrO OOMEXKEHHS: HEMOXKIIUBICTh
JETEKIlil BHYTPIIIHLOXPOMOCOMHHUX IOPYIIEHb Y
MeXaxX OTHOTO KOJEOPOBOTO OCHIY Ta B HEMIUCHUX
IAHKAX.

Ha croromHi onTuMyM TEXHIYHHX MOKIHBOCTEH
METOJTy JI03BOJISIE MPOBEJCHHS JOIMIUTAHTAIITHOTO
CKpPUHIHTY eMOpIOHIB 3a OOMEKEHOI0 KUIBKICTIO
xpoMocoM (1o 12). Sk mpaBmiio, 10 MOTO MEepPeiKy
000B’s13K0BO BXOIATH 13, 15, 16, 17, 18, 21, 22 mapwm
XpOMOCOM, a TakoX X Ta Y, IO JO3BOJISIE BUSABIATH
omu3pko 70-72% ycix BUMaaKiB aHeyInIoimii [21].

Cranom Ha kiHeup 2008 poky uinenamu PGD
Consortium 6yno nposeneHo 21829 JIPT nukiis i3
3acTOCyBaHHsAM JoimmuianTamiiaoi FISH-miarnoc-
tukd [14], mo cranoBmio Omm3pko 82% BHIAAKIB
NOIMIUIAHTALIMHUX TOCIIHKEHbD.

HoBoro cXOAMHKOI PO3BHUTKY MOIMILTAHTALIHHOT
OIarHOCTHKM CTajla IMIUIEMEHTAalisl Yy MpPaKTHKY
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HAYKOBHX JOPOOOK 3 MOPiBHIBHOI TeHOMHOI TiOpH-
muzaiii. MeToja 103BOJISE TMPOBOAMTU OJHOMO-
MEHTHUH CKPHHIHT BCHOTO T'€HOMa Ha TMpeIMeT
aHEYIUIOiii, a TakoXX HaJaBaTH KUIBKICHY Xapak-
TEPUCTUKY OKPEMUX TUISTHOK XpoMmocoM [4]. 3a3Ha-
YeHI MOXIIMBOCTI CIPHSUIA PO3IMIUPEHHIO JiarHo-
CTHYHHMX MOKJIMBOCTEH, MiJBUILEHHIO TOYHOCTI BUC-
HOBKIB Ta IIBUAKOMY NPHUHATTIO METOAY Ha 03-
Oopoenns JIPT-xminikamu. Yepes ioro BigHOCHY
MOJIOZIOCTh CBITOBA CTaTHUCTHKA IE BiACYTHS. Aje
OKpeMi pe3ylbTaTH BXKE TPEACTaBICHI y Mik-
HapOJHIN HAYKOBil miteparypi [8, 16, 17, 22, 27].

[lepeBarn Ta HEOONIKM KOXHOTO 3 METOIIB
3BEJICHO y Tabuuili 4.

Sk BHUIUIMBaE 3 aHai3y JaHWUX, HABEICHUX Y
tabmmmsix 3 ta 4, FISH-metom Ta mopiBHSIBHA
TeHOMHa Ti0pHuIu3allis MalTh 0araTo CIiILHUX PHC,
a OTXKe, U MOKa3aHb. 3 MEBHOTO MOTJAAY, TCHOMHY
ribpuau3amiro MOXKHa MPEICTaBUTH Y BUIJISII MHO-
s)xuaHOi FISH-miarHocTuku, 3 4MM, BlIacHE, 1 IO-
B’s13aHi ii oOMexeHHs. Biarak, BBakaeThcs 32 HEOO-
XiJTHE pO3BECTH ITOKA3aHHS IS JOIMILIAHTAI[IHHOTO
TEHETUYHOr0 IOCHIKEeHHS 3a nomomororw FISH-
METOJy Ta TMOpPIBHSUIBHOI TEHOMHOI TiOpuau3aii,
IO 1 MPEeACTaBICHO Y TaOIuII 5.
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Tabruysn 4

IHopiBHAIbHA XapaKTePUCTHKA METOAIB JOIMIVIAHTALINHOL JiarHOCTUKH

Mertoa IlepeBarn

TexuiuHi 00MeKeHHSsT

MeToam, 3aCHOBaHi HA STBUII
ammutigikanii (ITJIP-
JTiarHoCTHKA)

JTHK

FISH-meToau
JIHK

Mo:xauBicTs Bisyasizanii okpemux

XPOMOCOM Y4 BCHOI'0 T€HOMA

I'enomHa riopuausanis
JHK (kinbkicHa)
CKpHMHIiHT BCHOI0 reHOMa

JleTexuist yHiKaJIbHUX NOCTiI0BHOCTEI

JleTekuisi yHiKaJIbHUX NOCTiIOBHOCTEI

Jlerekuisi yHiKaJbHUX MOCJTiA0BHOCTEH

MoskauBiCTh «BUIAAIHHS AJI€TI0».

O0MesKeHHs JIarHOCTUKY MIEBHUM PErioHOM.
HemozxuBicTh aeTekuii aneynoinii, moxinoinii.
Buxopucranus texnoioriii ammiigikauii Bcboro
TeHOMY BHOCHUTD I01aTKOBi HOMHJIKH.

OfMexxeHa KIIbKiCTh 1yopoxpomis.

HemozxiuBicTh AeTeKil BHYTPillIHLOXPOMOCOMHHX
JeeKTiB B MeskaxX 0JHOr0 KOJbOPOBOro OeH1y Y B
HeMiYeHHUX AUIAHKAX.

Haxknananus curnasmis.

Po3mensienns curuaJjis.

Husbka edekTHBHIiCTH ri6puan3amii.

Tlopymenns npouecy gikcauii KIiTHH.

Heo0xiaHicTh BUKOPUCTAHHS iHAUMBILYaJIBLHUX 30HIIB (Y
HOCIiB XpPOMOCOMHHUX 1epedy/10B).

Po3ainbHa 3naTHicTh Big 0,7 MJIH. map oCHOB.
HemozxauBicTh JeTexuii 302;1aHCOBAHMX XPOMOCOMHHUX
nepedyoB.

Bucoka yyTJIMBICTB 10 IKOCTI BUXiIHOT0 MaTepiajy.
Heoanopinnicts ammnurigikanii pparmenTis npu
BHKOPHCTaHHI TeXHOJI0Tiii ammiidikauii Bcboro
reHomMa.

3HHKeHHsI BeJINYUHU BCTAHOBJEHHX BiIXHiIeHb (=
JI0CTOBIPHOCTI MOPYILIEHB).

Ha tni 3a3HadeHoro BUIE MAOIUIBHUM € akK-
LIEHTYBATH yBary Ha JOIIBHOCTI IPOBEACHHS T0IM-
IJIAHTAIITHOTO TOCITIIKEHHS mapaM-HOCIsIM XPOMO-
COMHHX TIepeOyJ0B METOJOM MOPIBHIEHOI T€HOM-
HOI riOpuau3arliii K €IMHUM Ha ChOTOJIHI METOJIOM,
10 J03BOJISIE CKPUHYBATH OJJHOYACHO BECh T€HOM Ha
mpeaMeT He30amaHCOBAaHUX XPOMOCOMHUX abeparliil.
3a3HaueHUit (QaKT € HaA3BUYANHO BAXKIUBUM, OC-
KITbKH HOCIi XpOMOCOMHUX Tiepe0y/I0B SIBHO MalOTh

MiIBUIIEHUH piBEHb XPOMOCOMHOI HECTaOlIBHOCTI,
II0 3YMOBJIOE MiJBUIIEHY YAacTOTy BHHUKHEHHS
aHeyIUIoifiii eMOpIOHIB 3a XPOMOCOMAaMH, IO HE
3amy4yeHi 10 OaThKiBCHKOI XPOMOCOMHOI Tepe-
oynoBu. Tak, 3a manumm [16], sKi HOCTiIKYyBau
eMOpioHN y HOCIiB XpOMOCOMHHX abepariiii, cy-
MapHO y 56,2% emOpioHiB Oyiu BCTaHOBIEHI ade-
pauii XxpomocoM, He TOB’si3aHi 3 OAaTHKIBCBHKOIO Iie-
pedymosoro (puc. 1).

Tabruys 5

IToxka3zaHHs 10 32CTOCYBAHHA OKPeMHX METOAIB A0IMIIVIAHTAIHHOT O
TeHEeTHYHOT0 0CIi/IXKeHH S

FISH-piarnocruka

IopiBHsIIbHA reHOMHA ridpuaN3anis

JOIMILIAHTALUMHUI CKPUHIHT
CKpuHIHT aHeymI0iAilH

Ceunexuist eMOpioHiB 32 cTaTTIO

CKpHHIHT BCHOI'0 FeHOMA y BHIIAAKY:
MHOKMHHMX HeBaaux cnpod JAPT,
3BHYHOI0 HeBUHOLIYBAHHS BAriTHOCTI, IPH HOPMAJIbHHX 32
KkapioTunom emopionax,
40JI0BiYOro (pakTopa Hemminis,
HAsIBHOCTI B aHAMHe3i INTHHH 3 BPO/:KEHOK) AaHOMAJTI€I0.

JOIMIUTAHTAIIAHA JIATHOCTUKA
Y BUNIAJKy XPOMOCOMHUX NepedyaoB y 0aTbKiB

ouikyBaHHii MiHiMaJbHMIT po3Mip He30a1aHCOBAHOTO NOPYILEHHS(B 3a/1€XKHOCTI Bij JIoKkai3anii)

110 2-5 MJUTH. Iap HYKJ. OCHOB
(3aJ1e2KHO Bif ToKaizanii)

MOHAJ 2-5 MJIH. Iap HYKJI. OCHOB (3aJ1€5KHO Bijl JIoKaJizamii)
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28,90%

B Xpanoconsi abepaui, acouiiiorani 3 batskiecerow nepebynoson

1 Xpamoconiti abepaui, acoujfiopani 3 Gateripceiol nepelymosalo, 3 3a1y4CINAM AIAITKOBH X ¥POMOCOM
Xpomoconi abepaui HE OB 'A3AHI 3 5atokiechkoto nepedymoeoic

B HopManbHAii | 30a1aHCOBAHHIT XPOMOCOMHHIT HaGip

Puc. 1. Po3noain emOpioHiB y HOCIiIB XpoMOCOMHMX
alepamiii (HaBegeHo 3a [16])

TakuM YWHOM, INpH TPOBEICHHI IOIMILIAHTA-
uiHoi nmiarHoctuku FISH-meromom y Takux mairi-
€HTIB NpuHaiiMHI 28,9% eMOpioHiB 3 aHEymJIOidi€l0
32 XpOMOCOMaMH, HE MOB’SI3aHUMH 3 0aThbKIBCHKOIO
nepedyA0BOI0, MOKYTh OYTH MPOIYLICHI K «HOP-
ManbHi». HaBeneHe € NMEepeKOHIUBUM apryMEHTOM
Ha KOPHUCThH aHaNi3y eMOpIOHIB B aHAJIOTIYHUX BH-
najKax METOIOM TOPIBHSUIBHOT T'eHOMHOI TiOpu-
ou3aiii, mo Bxke OyJi0o HAMH IOTEPEIHBO BHCBIT-
neHo [4].

CydacHuii cTaH IOIMIUIaHTaUiifHOT reHeTHY-
HOI IiarHOCTUKHU B YKpaiHi

CBiTOBi peanii MOIMITIAHTALIHHOI JiarHOCTHKH
XapaKTePHU3YIOThCS HEBIUHHAM PO3BUTKOM TEXHO-
JOTIYHMX Ta JIarHOCTHYHHUX MOXKJIMBOCTEH, M0
JIO3BOJISIE HEBIMHHO MiABHUINYBATH SIKiCTh, TOYHICTh
MIarHOCTUKW Ta TIiABUINYE YaCTKy YCIIITHOTO
3aIUTIIHCHHS ¥ BMHOIIYBaHHs BariTHOCTI B IUKJIaX
IPT.

FISH-miarHOCcTHKa (pHC. 2) TpamuIliiHO € Haii-
Y)KUBAHIIIOW 1 BHUKOPHCTOBYETHCS B a0CONIOTHIH
OLIBIIIOCTI 00CTEXKEeHP MAIli€eHTiB B YKpaiHi. OqHak
MIPOBOJIUTHCS. BOHA JIMIIE Y KIIBKOX MEIUYHHUX
neHtpax JIPT. Uepe3 1e BYy3bKOMY KONy CIIEITi-
QIICTIB, IO MpamolTh Yy Wil Tramy3i, YCHIIIHO
BIIAETHCS JTOTPUMYBATHCH ICHYIOUHX CBITOBHX PEKO-
MEHJAIl 1 BUMOT IIOJO IPOBEICHHS TaKOTO aHa-
i3y, 3a0e3neuyroun pe3yiabTatuBHicTh JIPT nukiis
y ME¥XKaX 3araJlbHOEBPOINEHCHKUX MOKA3HHUKIB.

[Ipu poMy odiriifiHa CTaTHCTUKA 100 YaCTOTH
Ta pEe3yJbTaTiB 3aCTOCYBaHHS JIOIMIUIAHTAIIHOT
FISH-pmiarHocTHKHM B YKpaiHi HAa CBOTO/HI BiJICYTHS.

CKIIaHINIO € CHTyamis 3 IHIIMMHA BHIAMH
JOCITIKEHB, 110 JO3BOJIAIOTH JIarHOCTYBaTH MOHO-
TCHHY TaTOJIOTiI0 Ta MPOBOJIUTH CKPUHIHT BCHOTO
reHoma eMOpioHa.
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VY mepeniky MOHOT€HHOI IMaTOoJIOTii, IOA0 SKOi Y
CBITI MPOBOAATHCS MOIMIUIAHTAIIMHI JTOCIIIKEHHS
metogom [LJIP, mepmmi wicisg mocigaroTh MYKO-
BiCIIM03, Oera-TajmaceMis, CEpIOBUIHO-KIITHHHA
aneMis, miomuctpodis Jromena Ta bekkepa, remo-
¢imisg, cuaapom Maprina-benna (cuHapoM namKoi
X-xpomocoMu) Ta cenekmis emOpioHiB 3a HLA-
CYMICHICTIO.

Ha xann, goimmuanramiiina I1JIP-miarnoctuka B
YkpaiHi He € MHUPOKOBKUBAHOIO, HABITH 3 OIJISAY Ha
IIMPOKOJIOCTYTHI JaHi OO0 TOIIUPEHOCTI HaBe-
JIEHUX BHIIE MAaTOJOTIYHMX cTaHiB. J{iarHOocTHKa Ha
ChOTOJIHI TPOBOJUTHCS B OJHOMY MEIUYHOMY
neHTpi — Kuinini penpoxyktuBHoi MenuiuHu «Ha-
IlisD» ¥ KUTBKOCTI Jumie Aekiabka (!) MUKITB HA PiK Y
3B’SI3Ky 3 BIJICYTHICTIO HAIpPAaBJICHHS MAIi€HTIB Ji-
KapsMHU-TCHETUKAMU Ha TaKUW BU JOCTIKEHHS SIK
OJIMH 3 METOIB HapOKEHHsI 30POBOTO ITOTOMCTBA
y HOCI1B IT'€HHOT MMaToJIorii.

Puc. 2. loiMmmianTaniiiHa reHeTHYHA TiarHOCTHKA
FISH-metoaoMm. Baacromep (3 106a)

IlopiBHsIEPHA TEHOMHA TiOpHAM3AIliA € HOBUM
METOJIOM JIarHOCTUKH Ta 3HAaXOIUThCS JIMIIE Ha
MOYATKOBUX €Talax CBOTO BIIPOBAa/DKEHHS, TOX 1
JIOCTOBIpHOT CBITOBOi CTATUCTHUKHA CBOTO 3aCTOCY-
BaHHs I1I¢ He Mae. [Ipu 1bOMy I1iJia HU3KA BiIOMHX
LIEHTPIB, WO CHEMialli3ylOThC Ha 3aCTOCYBaHHI
METOMIB JOIMIUIAHTALIIHOI I1arHOCTHKH, BXKE 3ac-
TOCOBYE HOro y KIiHIUHIM npakTuli. A B HayKOBiii
JiTepaTypi BxKe 3 SBHIMCH NeEpIli TOBIZOMIICHHS
PO HAPOJUKEHHS AiTel NP BUKOPUCTAHHI 3a3Ha-
gyeHOro Meromy [6, 16, 22]. B VYxkpaini moim-
TUIAHTALliiHI OOCTeXEeHHS Tali€HTiB 3 BHUKOPHC-
TaHHAM METOJAY IOPIBHSIBHOI T€HOMHOI TiOpuau-
3armii Hapasi IPOBOMITHCS TAKOXK BHKITIOYHO Ha 0a3i
Kniniku  penpoayktuBHoi Menuiuau  «Hamis,
BJIACHI pPE3yJIbTATH MPOBEACHHS SIKUX HaBEJCHI Ha
puc. 3.
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Puc. 3. loiMmmiianraniiHa reHeTHYHA JiarHOCTHKA MeTO0M MOPiBHAJIbLHOI FreHOMHOI ridpuau3anmii.
Kaituau Tpodextonepmu emopiony (5 nob6a). AHeynioigHuii eMOpioH 3 TpucoMiero
3a 13 xpomMocomMoI0 Ta MOHOCOMI€I0 3a 14 XxpomMocoMo10

[TlimcymoByroUM BHKJIaICHE, MOKHA IIATH BHC-
HOBKY, IO LeH METOJ celeKlil eMOpiOHiB y Hamriif
JIepkaBi pOOWTH JHINE MepHri KPOKH 0 CBOTO
cTaHOBJICHHS. JloiMIUTaHTaIlifHA JiarHOCTHKA Hapasi
30cepe/PkeHa y KiTbKox MeauuHux 1entpax JPT ta
€ TIEPEeBaXKHO JIIarHOCTUKOIO CTaTi eMOpIOHY Ta 00-
MEKEHUM XPOMOCOMHHM CKPHUHIHTOM Ha HasBHICTH
AHCYIUIOIIIMN.

Bapto 3a3HaunTH, 110 NEPCIEKTUBU NOAIIBILIOTO
PO3BUTKY MIarHOCTHYHHUX TEXHOJIOTIH Ha TOIMILIaH-
TaIllifHOMY €Tall € JOCTaTHbO IPYHTOBHUMH. lle
MOSICHIOETHCS TTOIIUPEHHSIM TEHETHYHO 3YMOBJICHOT
MATOJIOTI1 Ta 3pOCTaHHIM HEIUTiTHOCTI HaceJeHHS, 3
iHOi — HEJOCTYNHICTIO TaKOTO BHIY CITeIiai-
30BaHOI MEIUYHOI JOMOMOTH 4epe3 (iHAHCOBUU
YHHHUK Ta HEPO3BHHEHICTH iHPPACTPYKTypH ILEH-
tpiB JIPT. Tak, 3a Opi€HTOBHUMH pO3paxyHKaMHU
(BuxOs19M 3 OOTpYHTOBaHOI KijbKocTi 1500 mukiiB
Ha 1 MJIH HaceneHHs Ha pik [7]), cyyacHi moTpedu
HaceneHHs1 Ykpaiau B JIPT cranoBusate Gmmsbko 70
THCSY MUKIIB Ha pik [2], mpu ToMy, 0 GaKTHIHUI
PHHOK € 3HAYHO BY>KYHM. 30KpeMa, 3a JOCTYITHUMH
nanumu odiniHol cratuctuku, y 2008 Oyno pos-
noyaTo Bchoro 10982 mukinu 3 3actocyBanHam J[PT
[3].

[Ipu upomy, sik Bxke OyJI0 3a3HaUEHO, BiJICYTHICTb
OQIIIIfHUX CTATUCTHYHUX JaHUX IIOJ0 3aCTOCY-
BaHHs joiMinianTtaiifiHoi FISH-niarnocTuku 3ymMoB-
JIIO€ HEJOCTYIHICTh JaHWX IIOAO0 3aTpeOyBaHOCTI
WX JTOCIiPKEeHb y HalIii gepkaBi. A cnabka cTpyk-
TYpPOBaHICTh ICHYIOUHMX CTAQTHCTUYHUX 3BITHOCTEH
YHEMOJKIIUBIIIOE TPOBEACHHS TaKUX PO3PaxXyHKIB.
Crpoba x MPOBEACHHS TaKol OIIHKA MUIIXOM ITO-
piBHSHHS HallioHaJdbHOTO puHKY mociayr HPT 3i
CBITOBHM € HEJOLIJILHOI Yepe3 Te, 10, MO-TepIIe,
KO)KHa KpaiHa Mae BJIacHI 0OMEeXeHHS Ta CTaHJapTH
MIPOBEICHHS MIUX JOCIiHKECHD, a, TO-JIPyTe, CBITOBUI
puHOK nociyT JIPT xapakTepu3yeThbes CyTTEBO Oib-
LIOI0 CTPYKTYPOBaHICTIO, MOPIBHAHO 3 YKPaiHCBKUM,
TOMY, SIK IIPAaBUJIO, TOIMIUTAHTALIIAHI TeHETUYHI JO0-
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CIIJKCHHS TaM TPOBOJSATHCS —CIIEIiali30BaHUMU
IIEHTPaMH YW JIa0OpaToOpisIMH, IO SKHX HaIpaB-
JSIOTH O1ONOTIYHHN MaTepiall penpoAyKTUBHI KITiHi-
KH.

Binrak, BBakanu AOLIJBHUM 4YacTKOBO 3aIlOB-
HUTH BaKyyM BITUM3HSHOIO iH(OpMauiiHOTO Mpo-
cTopy. basyrounce Ha TOMy, IO HOCIHCTBO CTPYK-
TYPHHX XPOMOCOMHHX IIepeOyIoB € abCOMIOTHUM
MOKa3aHHIM JI0 MPOBEICHHS JOIMIUIAHTAIIHHOTO T'e-
HETUYHOTO JOCIHI/PKCHHS, MOXXHa TPOBECTH Opi€H-
TOBHI po3paxyHkd. Tak, 3a BIaCHHMH HaHUMHU
Meauko-reaetnynoro BimaiieHHs K3 KOP «Kuisce-
KOT0 00JIACHOTO IICHTPY OXOPOHH 3A0POB’A MaTepi i
IUuTHHW», 3a mnepiox 2008-2010 pp. 3 mHUTaHB
MOJAJIBITIOT0 JITOHAPODKEHHS OYyJIO IMPOKOHCYIIh-
TOBaHO 748 TWOApPYXHIX Map 3 PEnpOayKTUBHUMHU
po3nagaMu pi3HUX TUIIB Ta 47 MOAPYXHIX Tap, B
aHaMHe3l fAKHX € JiTH 3 BpO/DKCHHMH BaJaMu
PO3BHTKY Ta 3 XPOMOCOMHOIO IaTOJOTI€I0, IO
3aranom ctaHoBmiio 795 map. Ilpu npomy BHABIEHO
21 BuIagok XpoMOcOMHHX aHomamii (19 Ta 2
BIJINIOBIJIHO), IO CTAHOBWIO mpuOmmu3HO 2,6% 1 €
O0OTPYHTOBAaHOK HW)KHBOI MEXKEIH HEOOXiJHOI Jac-
TKH 3aCTOCYBaHHS JOIMIUTAHTAI[IHUX JOCIIi[)KECHb.
Ilpu ampoxcumartii Ha (akTHaHy KiUTBKicTH JIPT-
[UKIIIB Ta PO3PaxyHKOBI MOTPeOM HACENEHHS YK-
pairu B JIPT (muB. BUIIE), MaruMeMo Take: B
VYkpaini Hapazi Mae TPOBOAUTHCH OJm3pKo 290
JMOIMITIAHTALIHHUX JOCTiKeHh Ha pik. OjHak,
OCKUIBKH JIOIMITIAHTAIliiHA JIarHOCTHKA B YKpaiHi
30cepe/pkeHa JUIe y KUThbKOX METUYHUX IIeHTpax
JPT, MoxHa cTBepIKyBaTH, IO (PAaKTUIHA KiJlb-
KiCTh MTPOBEJICHUX OOCTEKEHb € MEHIIIOK. Mix ThM,
notpeba y Takux OOCTEKEHHSX TOPIBHIOE OJIM3BKO
1850 Bumaakis.

MIJICYMOK

JloiMImaHTamiiiHa TeHETUYHA [iarHOCTUKA Ha
ChOTOJIHI € €IMHUM CIIOCOOOM BMSIBIIEHHS T€HeE-
TUYHOI TaroJiorii emMOpioHa. BukopucranHs Takoro
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MiXOAY JO03BOJISIE TMiABUINUTH Pe3yJIbTATHBHICTH
LUKJIB JOMOMDKHUX PEHPOJAYKTUBHUX TEXHOJOTIMH,
3HM3UTH PiBEHb PENPOJYKTHBHHX BTpAT IIiJ] 4ac
BariTHOCTI Ta WMOBIPHICTh HAapOPKEHHS IUTHHH 3
MIOPYIICHHAMH TEHETHIHOTO amapary. OcoOIuBoCTI
il 3acTocyBaHHS B OKpEeMHX KpaiHax TOB’si3aHi 3i
BCTAQHOBIIEHUMH pPaMKaMH KOHKPETHOTO COIlialb-
HOTO TIPOCTOPY, IOI0 IOMUTEHOCTI SKOTO MOXYTh
JUCKYTyBaTH JIMIIE€ MOro rpoMaasHU. YKpaiHa,
BOJIOZIFOYM TEXHIYHUM OCHAIIEHHSIM CBITOBOTO PiB-
HI Ta IIOKH HE € OOMEXKEHOK 3aKOHOJABUYHM
PETyIIOBaHHIM, MAa€ HU3KY IMEpeBar 00 MOAajb-
IIOT0 PO3BHUTKY JMiarHOCTHYHUX TEXHOJOTiH. Buko-
PUCTaBIIM TaKy TIepeBary, BOHa Ma€ YCi HIaHCH
CTaTH TIOTY)KHHM IIGHTPOM «PEIPOTYKTHBHOTO
TYpPU3MY».

Pa3zom THM, KOKE€H METOJI, IO BUKOPUCTOBYETHCS
3 LI€I0 METOI0, Ma€ cBOI noka3aHHsA. HaganHs ciinoi
nepeBard KOTPOMYCh i3 HUX MPHU3BOIUTH JI0 MOJISA-
pu3alii TiarHOCTHYHOI TEXHOJOTIT Ta OOMEKEHOTrO
JIOCTYIy II0 MEIWYHOI JOTIOMOTH TOAPYKHIX Tap,
mo ii moTpebyroTh, 30KpeMa, HOCIiB MOHOTEHHOI
MaTOJIOTi1, XpOMOCOMHUX TepeOyI0B UM MPH HE3’s-
COBAaHMX MPUYHMHAX HETUTi IS,

MOoXITMBO, KOPiHb TaKWX HEMONIKIB KPHUETHCS Y
BIZICYTHOCTI CHCTEMHOTO PO3BUTKY TEOPETHYHHX 1
MPaKTUYHUX MPOOJIEM MEIUYHOI TeHETUKH B KpaiHi,
10 3yMOBIICHO BiJICYTHICTIO CIIEI[ialbHOT Aep KaBHOT
nporpaMu. 3BiJICH BUTIKae: a) HEOOI3HAHICTh TeHe-
TUKIB 3 CyYaCHUMH MPUHIIUITIAMU BEJICHHS TIAIlI€EHTIB
3 TFEHETHMYHOK MaTOJIOTIE0 W MeTodaMU CeJCKIIil
eMOpioHIB; 0) HEPO3BHHEHICTH 3aKJAIiB MOJCKY-
JSIPHOI IarHOCTUKHU B KpaiHi; B) HEJOCTATHS Killb-
KICTBh CITEIIATICTIB 3 JOIMIUIAHTAIIIHOT JIarHOCTUKH
Ta Opak y HUX JOCBimy; T') He3aTpeOyBaHICTh IOIM-
IUTAHTAIITHOT MIarHOCTUKU SK MEIUYHOI MOCIYTH.

Came ToMmy, 3auisd peanmizamii CBOIX OCHOBHUX
¢byHKOiH, epexTrBHE (QYHKIIIOHYBaHHS pPENpPOIYyK-
TUBHUX TEXHOJIOTIH BUMArae: CTBOPSHHSI JepKaBHOI
[ITBOBOT TpOTpaMu, MeTa SKOi mojsraiga 6 y pos-
BUTKY (yHIAaMCHTAIBHUX 1 MPHUKIAIHAX MPOOIeM
MEJIMYHOI TEeHETHKU. Y MeXax Takol MporpaMu
JOLIJIBHI: a) 3ampoBajKEHHS 3arajbHOJepKaBHHUX
PEECTPIB  PENMPOMYKTUBHHUX BTPAT 1 HEIUTIIHUX
NOJPYKHIX map, 0) po3MMpEeHHS CHEeKTpy obcTe-
JKEHb JOHOPIB CTAaTEBUX KIIITHH; B) CTPYKTypH3allis
PUHKY JOIMIUIAHTAIIHOT TIaTHOCTHKH K MEIUIHOI
MOCIAYTH 3 BIIKPUTTSAM BiAMOBIAHOTO IICHTPY, IO
crerianmizyBaBcss 0 Ha TakOMy BUAl JIOCIIiKEHb.
licuytoua Ha CHOTOMHI PO3’€IHAHICTH KIIHIK yHE-
MOJKJIMBITIOE 3alPOBA/KCHHA OKPEMHX BHIIB J0-
CIIJKCHb 4epe3 OOMEXEHUU TOTIK MAI[iEHTIB, IO
MOPOJIXKYE Opak JIOCBIY CHEHIaTICTIB i eKOHOMIYHY
HEIOIUIbHICTh TAKUX 00CTEXEHb BHACIIIOK BHCOKOT
BapTOCTi 0OJIaIHAHHS Ta BUTPATHUX MaTepiajiB.

VSABNSETbCA TaKOXK, IO TPUHHATTA 3aKOHO-
MPOEKTIB IIOA0 3arajibHOACPKABHOTO MEIUYHOTO
CTpaxyBaHHS (SKi BXKe HE TEPITUH PiK 3HAXOIITHCS
Ha posrsaal Bepxosnoi Pagu) i momanmbiie Bmpo-
Ba/DKEHHSI CTPaxOBOI MEIUIIMHH OYyIyTh CIPHATH
PO3BUTKY [OTIOMIKHHX PENPOAYKTHBHUX TEXHO-
JIOT1H, OCKIIBKH MOKPUBATUMYTHCS TOB‘SI3aHi 3 HU-
MU BUTPATH.

Peaxizaris 3a3Ha9eHUX TPOTO3HIIN 3a0€3IEUUTH
OUIBIIY JOCTYIHICTh TAKOTO BHIY MEIMYHOI JOIO-
MOTH, a, BIJITaK, CIPUSATHUME 3HWKCHHIO DIBHSA HE-
LTS Ta 3YMOBHTH IOKPAIIEHHS iarHOCTHKH
BPOJDKEHUX Ta CIIATKOBHX XBOPOO 1 Mpu3Bene o
3HWKCHHSI HApOJPKEHHS JiTed 3 TeHETUYHO 3yMOB-
JICHOIO MaTOJOTIEH0.
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